The sffect of poychosedld informption
TespuTeRs an the paychoiogical impact of
feneic tasting for patisds

1
i
!

LEVARS C.

ke 204%




The effect of psychosocial information
resources on the psychological impact of
genetic testing for patients

by |

Celine Lewis

A thesis submitted to the University of Plymouth in partial
fulfiiment for the degree of

DOCTOR OF PHILOSOPHY

School of Nursing and Midwifery

Faculty of Health

June 2011




withiol

| B! al=

T L
author's conser

ondifion thiaf
¥ 3N Thal anyoane
anvone who consulfs
) whio consults it




Absftract:

The effect of psychosocial information resources on the psychological impact of
genetic testing for patients

Celine Lewls

Background: The genefic testing process has been shown to have o
profound psychosocial impact on patients and families, yet research suggests that
there Is a lack of practicol and helpful psychosecial information written te support
deckion-making. deally, this should be available for use both before and after
genefic festing and should be easily accessed through genetic clinics. The
development of pre-written leoflels or on-line resources which draw on the
experiences and acvice of families who have been through similar experiences,
and are readily available through genetic clinics, might be one way of helping
families makes necessary adjustments.

Aim: The aim of this study was fo develop informotion rescurces for a)
pecple undergoing caomier festing. and b) parents of children with undiaanosed
conditions, and to pilot the use of these resources with service users,

Methods: A systematic literature review was conducted to identify key
thermes to inform the content of the rescurces. To build on these findings, in-depth
interviews were conducied with 1 | people who had undergone carrier fesiing and
14 parents of children without a diognosis. Interview data were analysed using the
grounded theory method. A grey literature search of existing patient information
was also conducted. These three phases informed the content of information
resources. The development process also included input from genetic speciallsts,
patient group representatives and interviewees,  Finally, o pilot sfudy was
conducted through three genetic cenires io assess the feasibility of a study testing
the use of the resources.

Findings: The poricponts in this study weare sttiving for empowerment:
camiers sough! reproductive empowerment: parents developed empowermeant
strategies in order to advocate for their chid. Morecver, a theory named
‘recenstructing the meoning of being a parent’ was constructed to describe the
experience of parenfing a child for whom no clear care pathway existed. The
importance of providing timely information was identified as being a key factor in
supporting parents during their search for a diagnosis. A new mode! was built to
summarise the overarching experience of parlicipants in this study.

Conclusions: Empowerment was identified as a dynamic and multi-faceted
construct. Heaolth professionals and support groups can help focdiitote the
empoweament process through the provision of timely psychosocial Informafion.
This is particularly iImportant in an age when patients are expecied to take greater
conirol than ever before over declkions affecting their healthcare.
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Chapter One:

Introduction

1.1 infroduction

Individuals and families affected by o genetfic condition hove a range of
healthcare needs. These may include psycholegical support to enable them to
deal effeciively with the challenges presented by being affected by or of nisk of
the condition. The focus of this doctoral study was the exploration of psychosocial
needs of fwa specific groups of palients accessing genetic services, develocpment
of evidence-based piychosocial information resowrces for those individuals and
ossessment of the resources. In 1his first chapier, | will set the scene for the study. |
will begin by providing a brief historical overview of genefic testing, followed by an
introduction to genetic services currentiy offered within the United Kingdom (UK}, |
will then give o descripfion of genetic counselling ond genefic tesfing. Previous
research focusing on the psychelogical impact of genetic testing will then be
presenfed, followed by o discussion of the rationale behind this body of resesarch,

inally, | will cuti he four phases of this study, including o brief description o
Finally, | will outline the F ph f t ncluding a brief description of

o

ach chapter

1.2 An Historical Overview

The principles of genefic Inheritance were discovered by Gregor Mendsl in
the mid 19" century (Mika, 2008]. However, the significance of his work was not
recognized until the tum of the 20" century when scientisis began exploining the
inheritonce of genelic diseases through Mendelion pofterns [Sopp. 1990). An
impartant step in the development of human genetics and its application fo
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medicine came with Garrod's demonstration of @ Mendelian mode of inhertance
in alkaptonuria disease and other inbom emors of metabolism in 1902 [Motulsky,
2010). Further milestones were Pauling's elucidation of sickle cell anemia as a
"molecular disease” in 1949, and the discovery of genetic enzyme defects as the

causes of metabolic disease in the 1950s ond 1940s (Motulsky, 2010),

New understanding of metabolic processes paved the way for advances in
biochemistry and genetics. In the late 1940's phenylketonuria (PEU) became fhe
fist genetic disease for which neonatal screening was offered, when scientists'
pioneered mass biochemical festing for newborn babies through dried blood spot
samples (Wilcken and Wiley, 2008). During the 1970's, the development of enzyme
assay testing enabled the medical community to start testing for two new diseases,
Toy Sachs [Schneider et al., 2009) ond sickle cell anemiag |Ashiev-Koch et al., 2000).
Both these diseoses are associated with certain ethnic groups: Tay Sachs being a
dissase predominanfly offecting children of lewish ancesiry and sickle cell o
disease that mainly affects people of African descent, Mass screening fo identify
camiers of sickle cell in the Uniled Siates led 1o misundestonding ond
discrimingtion, and many African-Americans were stigmatized as a result of their

carmier status (Markel, 1992),

The discavery that normal human cells contain 44 chromosomes occuned in
1956 (Trask, 2002), paving the way for the developmeni of prenatal diagnosis by
gmniccentesis for the detection of chromosormal conditions. The first use of
amnioiic fluid examingtion in the diognosis of genetic disease was reporied in 1954
(Fuchs and Riis. 1958). Fuchs and Riis determined fetal sex from cells found in
amniolic fluid, based on the presence or absence of the Barr body [Moore et al.,

1953). In the same year, John Edwards discussed for the first time the possibility of
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the antenatal detection of herediiaory disorders [McKusick, 2007), FPrenatal

diognosis through amniocentesis was first carried out in 1940 (Cowan, 1994] and
was conducted to ascerfaoin the sex of a fetus whoss mother was a camier of
haemophilio [Ris and Fuchs, 1940). The suitability of amniotic fluid for karyotyping
was demonstrated in 1966 [Steele ond Breg, 1966) and in 1948 Nadler reporied
one of the first diagnoses of Tisomy 21 [Nadler, 1268} using cultured cells for full
chromosemal onalysis.  In the following years, amniocentesis and geneiic
diagnosis became more prevalent, with genstic laboratories analysing amniotic
fiuid for detection of chromosomial abnormadlities, X linked conditions, inkom srmors
of metabolism ond nsural tube defects. Significant improvements in prenatal
screening were made in the 1980's, In paricular for detecting Down syndrome in
the fetus, when It was demonstrated that combining matemal age data with
matemal serum alpha fefal profein level could Incregse the detechtion rate
substantially (Cuckle et al., 1987). Invasive testing was offered to those women

whaose fetus was found o be at a specific level of risk or higher.

Prior to the identification of specific gene-causing mutatians, linkage was
the technigue used for genetic testing in families [Skirton and Patch, 2002).
Linkage disequilibrium (oiso known as allelic association) was originally predicted
back in 1909 by Weinberg, who documented thal alleles of two adjacent loci
asympfomatically opproach random association in a population (Xiong and Gue,
1997]. Yet it wasn'l until 1947 when the lechnique was first used to identify human
genelic disorders, in this case for the blood antigen rhesus factor [Fsher, |247).
However, initiglly the linked markers were too few and not close enough fo be
practical in predichon. The key development was the discovery that

deoxyribonucielc acid (DNA) polymorphisms ore so abundant that they could
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provide close markers Tor any disedse gene. even if the gene itself was siill
unknown, |n the 1970's and eary 1980's, the availabllity of DMNA-bosed
polymoarphisms led to the application of linkage disequilibrivm fo search for
causative genes in diseases such as Cystic fibrosis and Hunfington disease (Cardon
and Bell, 2001); ond in 1989 a gene mutation causing cystic fibrosis (CF] was
identified [Kerem =t al.. 1789]. The ability to detect mutatfions ot the DNA
sequence |level had imporiant implications for genetfic diagnosis.  Previously,
genetic festing for CF had only been available to families with affected children
ond to their close relatives (Beaude! et al., 1988). Knowledge of the CF mutation
af the DNA sequence leyel enabled testing of any random individual., Since then,
our understanding of the impact of gene mutation on commaon and complex
conditions has advanced rapidly, as hove genetic tesfing technigues (Ali-khan &t
al., 200%). As the range of conditions and susceplibilities for which genetic testing
5 available hos brogdened, so oo hava the numbers of requests by patients and

families for counselling and genetic testing (Ibarefa et al., 2004).

1.3  Genetic Services in the United Kingdom

Genetic services have grown out of a need ftor professionals who can
provide genelic Informotion, educaotion and support to patienis and families with
current and future genetlic health concerns (Lea, 2000). The fist genetic clinic in
Furcpe was sei up by Dr Froser Roberfs at The Hospital for Sick Children, Great
Ormond Street in 1944, and fairly soon affter he was joined by Cedric Carler
{Harper et ol., 2010 p.2s). This in tum led to the decision in 1957, by the Medical
Research Coundil, fo creafe o formal research unit in clinical genetics ot the
Institute of Child Health, London, with Roberis as the director (Pembrey, 1987,

Roberts had a parficular interest in multifaciorial causation and genetic influences

W




in commeon diseases (Pembray, |%87) He was alse inferested in genelic

counselling issues, for example, how tar couples understood the information they
were given on risks, and the decisions the couples took aboul planning further
pregnancies (Carter et al,, 1971), In 1960, Poul Polani became director of the
Paediairic Research Unit of Guy's Hospiial, London, a unit funded by what was
then called the Spastics Society [Scope since 1994), with the specific remit of
developing medical genstics research on g broad front in relation to the
prevention of developmental discrders. The unit provided on unparalleled model
for combined research and service in medical genetics across a wide range of
labaratory areas and helped to establish medicol genetics as a specific discipline
(Harper, 2007). Moreaver, links with clinicians were strengthened by providing
clinical genetic services oufside of central London, which were linked
administratively with Guy's Hospital. This regional approach was to become one
of the hallmarks and strengths of medical genetics in the UK. and still featuras in

existing services today,

Currently withinn the UK, twenty five genetic services exist which ore located
regionally as pori of the National Health Service [NHS). Broadly, the aim of genetic
services is to respond to the needs of individuols and families, particulary their wish
to knaw whether they are gt risk of developing a genetic disorder or bearing an
affected child (Godard et al.. 2003). A more detailed definition is provided by The
Clinical Genetics Committee of the Royal College of Physicians of Landon [Royal
College of Physicians, 1994) who define a clinical genetics service as having three

main objectives:
1. making a genetfic diagnosis, padigrae analysis and estimate of fransition

risk for people who are affecied or referred because of a genetic risk:
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2. supporling the idenfification and surveillance of relatives who are aft risk
of a serous genetic disorder but who may not have been directly

refemred; and

[

providing support to family members. both offected and unaffected.

As well as personal communication between the genetic specialist and
client, there are a number of other ways in which this support process may toke
place including telephane support, the provision of written summary lefters aond
patient information leaflets. Specidlists are also encouraged to maintain good,
ongoing relationships with support groups and direct pafients and fomilies to
relevant orgonisations it further support ond information Is desired [(Genstic

Alliance UK, 1998].

Information provision within the clinical genetics setting i part of the process
refemed to os genetic counselling. which alse includes helping people understand
and odopt to medical. psychological and familial implicotions of genetic
confribufions fo disease [Resta et al, 2008). It s understocd o be a dynamic
psycho-educafional process between the provider and the client, the goal being
to faciitate the client's ability to use genefic informafion in o personally
meaningiul woy that minimises distress and increases parsonal control (Biesecker

and Peters. 2001).

Clinical Genstics it o recognised medical specialty in the UK and referal to
the service is usually made (hrough a consultant physician or general practitioner,

Patients and fomilies may be refemred for a number of reasons, including:

» there is a known of suspected genetic condition in the family,
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g child hos leaming difficulhes. developmental delay or congenital

abnormalities and g geneatic link issuspecied:
= an abnormadlify of the fetus has been diagnosed during pregnancy:
= awoman has expenenced recument miscarmiage or stillbirth; and

* there s a strong family history of cancer,

The clinical teaom consists of specialis! physicians working with genetic
counseliors (who may have masier's degrees in genefic counselling) or specialist
nurses. Some gensihic counselling which does nat involve clinical diagnosis is
provided direcily by genetic counsellors {Donnai, 2002). Contact with the genefic
service may be for a single visit; in other cases it may be recurent. Compilex
conditions, multi-disciplinary and long-term management of patients may be co-

ordinated by the gernietics service.

1.4 Genefic Counselling

The infroduction of nurses ang social workers within genetic services has
bean relatively recent, with the formation of an association in the UK - The Genetic
Murses ond Social Workers Assoclafion, now The Association of Genetic Nurses and
Counsellors (AGNC] - only occurming in 1980 (Famish, 1988). An eardy definition of
genetic counseliing was given by Fraser (1974}, which was the result of a workshop
sponsored by the National Genetics Foundation in America to evaluate and maks
recommendations about the status of the profession, Genetlic counselling was

defined as a communication process to:

* help patients and familles understand the medical facts;
= understand the prognosis and managemen! of a condifion;

» understang the inhertance and recurrence risk:




=  be aware of options for dealing with the recurrence risk;

= help fomilies come fo on informed decision regarding the course of
action in accordance with their beliefs and acals; and

= make the best possible adjustment to the disorder in an affected farmily

membper and/or o the sk of recumence of thot disorder.

This definition was adopted by the Amencan Society of Human Genstics in 1975,

and is still used to this day by the AGNC,

1.5 Genetic Testing

The term 'genetic testing' is used in a variety of different settings, including
medical care. forensic services and the insurance industry, offen with very different
meanings (Pinfo-Basto et gl., 2010). In the healthcare context, genetic testing has
been defined by a UK Advisory Committee on Genetic Testing os "testing to
detect the presence or absence of, or alteration in, a parficular gene,
chromasome or gene product” [Advisory Committee on Genefic Testing. 1998,
p.8l. Zimmerm's [1999) definition focuses more on outcomes, defining genetic
testing o= "any clinical. hoematological, radiological or biochemical test, from
whiich information obouf the gene or the inhertability of a disorder to be infered,”

(p153).

I the context of clinical genetics, geneiic tests are used for a number of
regsons. These include:
Diagnosfic festing - a genetic test performed in o symptomafic individual fo

confirm or exclude a geneiic condition;

Predictive testing - o genetic test perfformed in g healthy high-risk relative for o

specific loter-onset monogenic disorder. The mutation in the family leads to the
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gdisease or o considerably high risk for the disease (like in high risk familial cancers)

someatimes the term "presymptomatic test’ 15 used when refeming to mutations with

full penetrance;

Carrier testing - 0 genetic iest that defects a gene mutation that will generally
have limited or no consequences to the health of the individual, However, it may
corfer a high risk af disease in the offspring, if inherited fram one parent (in the
case of X linked inhertance, autosomal dominant premutation or chromosomal
translocation) or In combination with the same or ancther mutation in the same

gene from the other parent (in case of autosomal recessive inheritance);

Prenatal testing - o genetic test performed during pregnancy where there 15 an

increased nsk for g cerfain condition in the fetus;

Genetic screening - testing where the target s not high risk individuals or families,
but where the test is systematically offered to the genergl population or o part of it

(for exampie newboms or a particular ethnic group). (Kagriginen et al., 2008].

1.6  Psychological Impact of Genetic Testing

The genetfic testing process can hove a profound impact on patients, both
positive ond negafive, and there s an abundance of literature on the subject.

particulory in the area of predictive and presymptomatic testing for conditions
such as hereditary breast and ovarian cancer, and Huntington disease. Lim et al
(2004] found that emotional turmoll was experenced by patients when first
receiving test resulis for hereditary breast/ovarian predisposition genes, Camers
also had difficulty divuiging results to family members. Watson et al. (2004) found
that women who were younger than 50 years of age had a significant rise in

caricerrelated worry one month after testing. Women undergoing BRCAI1 and
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BRCAZ testing who had been previously diagnosed with breast and ovarian
cancer, found the information beneficial as it ended the uncertainty, in a study
conducted by Hallowell et al. (2002}, However, the women had difficulties in
disclosing information to kin ond incregsed anxiety about their own or others’
cancer risk. D'Agincouri-Canning {2004] also identified mixed experiences of
women identified as having an increased risk for cancer. Genetic information was
generally found to be enabling and enabled women to take measures such as
surveillance and prophylactic surgery to confront the disease. However, for o
small number of women, the experience was negative and had a profound and
limifing effeci on thejr sense of control over their lives. Garmgivle &t al. [2009)
conducted a cross-sectional study which was conducted with 351 persons who
underwent presymptomatic testing for Huntington disease. They found thot 58% of
camiers were found lo be expenencing depression. Furthermore, 27% of non-
carriers did not cope well with a fovourable resull, and 24% were depressed during
follow-up. Tibben et al. (1797) alse locked ol the psychological mpact of
receiving camier test resulis for Huntingion disease. They found that one week after
disclosure of test results, caniers had increased levels of hopelessness. Caorrier
pariners alsa followed the same counse of disiress as camers, and those with

children were significantly more distressed thon those with no offspring.

1.7  Psychosocial impact of Living with a Genetic Condition

The psychosocial needs of pofients aond families living with a genetic
condition are giso well documented in the literalure. as the following examples
highlighit. Skirton found that porents whose child had been referred for possible

genetic diognosis reported feeling stress, fear, onxiety and guilt [Skirton, 2006b).

The impact of the child’s condition on the family was powerful, altering the way in
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which the enfire family funchlioned. In a study (Packman et al., 2010) in which the

emational health. psychosocial needs and concems of individuals with Goucher
diseose were assessed, 44% of porficipants said the condition had an effect on
their ability fo do their job, and 22% said that the condition had an effect on their
abllity fo moke plans, travel, or do physical activities. Furthermore, participants
described an armay of emotions including sadness angd deprassion |25%), and
anxiety, wormrmy or increased siress (35%). Szyndler et gl [2005) found that young
people with g delayed diognosis of cystic fibrosis who are glienated from their
families maoy be in need of addifional psychosocial support. Fomily cohesiveness,
expressivenesss and organisation were also gssociated with better psychojogical
functioning. Lewis et al. [2006) idenfified that mothers of sons with fragie X
syrndrome were peassimistic about their son's future, experenced conflict within the
fomily and had lower levels of reciprocated closeness. In a study conducied by
Read et al. (2010, siblings of children with Duchenne muscular dystrophy were
more likely to score at high-risk for psychological morbidity compared to the
general population norm. Parents reporfed high levels of overall impact of the
condition on the family, in parficular conceming mental health, finonces and

[sisure time.

1.8 Written Information — An Important Aspect of the Counselling Process

Whilst the experiences citfed above may be natural responses to stressiul
situgtions. psychosocial support has been shown to have a positive impact on
patient ocutcomes. Cognitive-behavioural therapy was found to be an effective
pain manogement treatment for sickle cell disease, in g study conducted by
Edwards and Edwards (2010 Amabolid =f al. (2010 eslablished tha! o

psychosocial cancer phone centre staffed by professional psychologists was an
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effective supporl mechanism for a broad range of cancer patients. In a study
conducted by Barilla et al. (2010}, providing comprehensive psychosocial follow-
up support for new mothers in the postpartum period reduced the rate of nomaol
newbom readmissions. Authors of a systematic review on risk communication in
genetics highlighted that it waos the supportive or emotfional elements of
counselling thot provided benefits to users, rather than the informational or

educational elementis [Edwards et al., 2008).

Peychosocial support through the provision of written information has also
been shown to help improve a number of outcomes including patient satisfaction
[Austoker and ©Ong, 1994, Iconomou et al., 2004}, information refention and
understanding (Beaver et al.. 2009, Bucker et al., 2010, Entwistle and Watlt, 1978
and anxiety reduction [Kutiuturkan ef al., 2010). Moreover, there is overwhelming
evidence that patienits want written information about medical conditions.
treatments and their autcome (Nachtigall et al., 2010, Paul et al., 2004, Soliner et

al.. 2009).

Within the confext of clinical genetics, a number of studies have been
conducted to assess the impoct of providing written information te patients and
families. A booklet provided to women considering genetic testing for a BRCA1/2
mutation was found to hove a positive impact on satisfacfion with the information
provided, to decrease the decisional conflict due to lack of information, and have
a marginal posltive impoct on knowledge [Mancini et al., 2004). Roshanai ef al.
(2009) found that receiving written information was one of the foctors thot
improved satisfaction with the conteni of the information provided by counsellors
In a cancer genelics service. |ncreased knowledge was @ main outcome of

providing parents of children with beta-thalassamio with an information bookiet

5
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[Cehkordl and Heydormnejod, 2008) and decisional confliict was found 1o be

reduced through the use of leaflels in women considenng prenctal scresning

[Dahl ef al,, 2004)

As genalics is an emerging field within healthcare. genstic literacy amongst
the general population is relatively low [Skirfon and Eiser, 2003). Furthermore, the
complex noture of genelic information and the foct that it s eften provided when
a patient is in distress, means that understonding and retention of information is
often poor for many people (Gordon et ol., 2003, Henneman et al., 20020,
Jlediicka-Kohler &t al., 1924, Lakeman &t al., 2008, Rono &t al., 1994). For these
regsons, it s imperative that orgl information is supported by written maoterial during
the counselling process. As well as enhancing the communicalion procass
between clinicion and patient, written information can be kept and reread at a
loter date. and shown to other fomily members who may themselves be aof

increasad rnsk.,

There has been some concermn recently regarding the quality of the written
information patients and familles receive. |n a study conducted by Dahi =t al.
[2006), writien materials discussing prenotal testing were found fo have important
infarmation missing, and were often insufficient in detall.  Alouini et al,  (2007)
reported that written prenatal information could have been improved by using
simple and accessible languaoge. Members of the public who were provided with
a seemingly 'neutral’ legflet aboul genetic testing, were found o have more
positive atfitudes towards testing than thase who did not receive it, in o study of
the effects of an information lecflet on public oftitudes (Sanderson et al., 2005]. In
anather exomple. Hargreoves et al. [2005) reported that leafiets on newbom
bloodspot screening supported the public health ogenda by informing parents of
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the benefits of screening, bui few supported the informed choice agenda by
mentioning either the limitations of screening. orchoice, or by being easy to read.
In addition te this body of evidence. | conducied my own study to evaluate the
guality of written patient information cboul genetic testing provided by clinicians
fromm across Europe (Lewis et al. 2007). | identified that written rmaterial waos far
more likely to include hard, factual information related to the condition and the
test thon the more gualitative, experience baosed information reloted to the
psychological and social implications of genetic testing. This Is @ cencern since

studies have shown that patients and families do have psychosocial needs.

1.5 Rationale for the Doctoral Study

Research suggests that there is a lock of practical and helpful psychosocial
information, written for patfients ond families tc support declsion-moking both
before and ofter gensetic testing. which can be easily accessed through genetic
clinics (Lewis et al., 2007). The shortage of resources and fime experienced by stoff
at genelic services may be one reason for this (Donnol, 2002). Ancther reason
may be that the acceptability and expectation of writing about psychosocial
issues may vary across conditions, as well as acress countries and more specifically
departments. Either way, patients and families do hove psychosocial needs, and
hence written information exploring this subject may be of benefit to patients
during the genefic testing process. The development of pre-written lecflets or on-
line resources which draw on the experiences and advice of families who have
been through similar experiences, and are readily available through genetic

clinics, might be one way of helping families moke the necessary adjustments

during these difficull penods.




My previous study assessing the quality of written information about genetic

testing (Lewis et al.. 2007) as well as informal investigation at the beginning of this

doctoral study (looking specifically af availaoble Information through genetic

clinics)

identified two areas where very little psychosocial information was

available for paflents and familias

3

Whilst the information relating to being o camer of an autcsomal
recessive and A linked condition that is available through genetic clinics
provides foctual, scientific information, there & lithle discussion of the
qualitative patient experdence. This is a concem because people who
have undergone camier festing for a variety of conditions have been
shown to have very real psychosocial needs. Women found to be
camiers of fragile X syndrome perceived this s a bamier for having
healthy biclogical children [McConkie-Rosell et al., 2007). Camiers of CF
and haemogiobinopathies intended to use information derived from
test resulls fo inform reproductive decisions [Laokeman et al., 2008).
Some camiers of CF felt less healthy as a result of their camier status
[Henneman et al.,, 2002a). Guill, shock and grief were some of the
experiences cited by mothers of chidren offected by haemophilia
(Dunn et al.. 2008).

Anather area where pafient informaotion appeared to be severaly
lacking s in supporting parents whose children have been rafered for
genetic investigation but no diagnosis has been given. Formal research
inta this area alsc appears to be sparse; a literature search dentified
only two papers on the sublect (Graungoard and Skov, 2006, Rosenthal

et al,, 2001), both of which highlighted the psychosocial difficulties of
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coping with an uncertain future. However neither of these studies was
conducted in the UK. At the fime of beginning this doctoral study, and
since ne ciosure Of Yhe support group Syndromes Without A Name
[SWAN) in 2009, thers was no support group in the UK specifically for
parents of children without o diagnosis. Yet my experience of working
af Genetic Aliance UK, a national charity supporting people affected
by genetic conditions, has highlighted that there are many parents in
this situation who want help, support and contact with other families.
The Genetic Alliance UK has produced a ‘roufe mop' for parents of
undiagnosed conditions, which signposis them to sources of information
and appropnate sevicas (Genefic Allionce UK, 2008). The oragonisation
Contact o Family has also developed Information for parenis (Contact
a Famiy, 2009}, however neither ook in detall af social and
psychological oufcomes. Furthermore, fhrough my own informal
investigation. it did not appear that any of the genefic centres in the UK
have deveioped psychosacial written information matenals supporting

parents in this position.

| therefore fell there was g need to look ot these two areas more clossly,

1.10 Descripfion of the Doctioral Study

1.10.1 Aims

There were four broad aims associated with this doctoral study:

3

explare the impoct of camer testing;

explore the experience of parenting a chid with an undiognosed

condition:




-
=3

develop evidence-bosed psychosocial information rasources related to

these two areas: and

19

ossess the ufility of providing this psychosocial information to service

LUSEYS.

1.10.2  Objectives

In order to fulfil these aims. the following five objectives were set:

|. undertake a systematic review of the literature in order to establish o

baseline of inforrmation for these two areas of research;

P

comoborate the findings from the systemaotic review through conduciing

qualitative research with service users whio have taken a camier fest or

are the parent of an undiagnosed child, to inform the content of the
information resources;

3. conduct initial pioting of resources with the help of patients and
professionals o ensure accuracy, readability and relevance of confent
to service users;

4. develop two versions of the resources, the first with scientific confent

only, the second with both scienfific and psychosocial content: and

L

L L=t |

pilot these two versions with service users fo determineg whether the
resources with additional psychosocial information had o greater
mpact on patient safisfaction and reduction of unwanted psychosacial

responses than those receiving sclentific information only.

1.10.3 Mixed methods study design

This was an exploratory study using a sequential, mixed methods approach
In which the second phase elaborated and built on the first. In order to gather in
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depth dota that would give a nch understanding of the two areas of interest and
inform the content of the information resources, gualitative methods weare
considered mos! appropriate. This was especlally the case for the resource for
parants of undiognosed children (from now on referred to as the 'non-dicgnosis
resource') for which there was little information curently avoilable which could
feed inte . However, in order fo test the resources for effectiveness, a
quarnfitative method using validated psychology measures waos considered mast
suitable as it makes it possible to do stafistical analyses thal cannot be done using
qualitative research methods. For these regsons, g mixed methods approach was
considered most suifable.  Furthermore, by combining a variety of methods,
tiangulation, whereby results from different methods con be compared fo

coroborate the findings, could be achieved [Mays and Pope, 2004).

The concept of mixing different methods probably originated in 1952 when
mulliple methods were used 1o study validity of psychological traits (Creswall,
2003). The methoed gaoined popularity as researchers recognised that by mixing
methods. biases inharert in any single method could be overcome (Creswell,
2003). Through this emerged the method of friangulation. @ means of verifying
gualiiative and guantitative methods (lick, 197%). Morsover. further benefits of
mixing data emerged as a result of the Increcsed popularity of this method. For
example, Greernie et al. (19B7] identified that the results from one methed could

help develop or inform other methods.

A commaon reason for conducting a mixed methods study is fo expand the
scope of the enquiry by accessing a wider range of data [O'Cathain and Thomigs,
2004). According to O'Cathain and Thomas, there s increasing recognition of the

numerous factors thot affect health and healthcare. This owareness, couplad with
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a desire to answer a wider range of questions, has increased the popularity of the

mixed methods dpproach, porficularly becaouse qudlitative and quantifative
methods are suited to different types of enquiry and have their own strengths ond
waaknesses [further discussion on guolitolive and quantitative research methods is

prasented in Chapter Three)

A parficular benefit of using o mixed methods approach & that the
researcher may use the theoretical and methodological differences within a siudy
to genesrate more insights than they might have done if they had only used a
guantitative or qualitative method [Greene and Carocelll, 19%7). Furthermaors,
mixed methods studies can produce o whale greater than the sum of the parts
(Barbour, 1997). One potential drowback if the research is being conductied by
more than one researcher Is that 2ach researcher maoy have their own theoretical
and methodological perspectives which may create problems within the feam
(Sandelowski, 2000), However, as there was only one main researcher warking on

this stugy. this issue would not be relevant in this particular case.

There are o number of recent examples of where mixed methods
approaches have been used in exploratory studies. Fresr et al. (2010 examined
trauma narratives from survivors of interpersonal violence using qualitative and
quanfitative methods. This enabled the outhors o assess coherence and explore
narrafive charactenstics among  differentially exposed groups. In a study
conducted by Buckley (2010), descriptive statistics and guaglitative methods were
Used 1o explore nuses experiences of nusing young people with mental health
problems. A mixed methods approach was dlse used by Phelon (2010) fo

delemnine the Feosiblily of on nnevotive gpprooch o lorgefing pain in older

Lad
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people in the acute care setfing. The pilot study design included pre and post

evoluation surveys and inferviews,
This dectoral study comprised four distinct phases:

Phase 1: | undertook a systemalic review of the current literature relating to the
psychosocial impact of carrier testing, and key themes, similarities and differences
across the studies were idenfified. As a literaiure search only identified two studies
in which the parental impact of living without o diagnosis was assessed, a synthesis

af the findings was incorparated into the Discussion section of Chapter Five.

Phase 2: | expanded the findings from the systematic review by conducting in-
depth interviews with (o] people who had undergone carmier testing and (b)
porents of undicgnosed children. | used grounded theory methad to analyse the
data. | then compared the key themes with those identified in the systemalic
review. A theory thatl described the experience of service users accessing the

genefic clinic began to emerge.

Phase 3: | used the findings fram the sysiematfic review and the gugiitative
interviews 1o inform the content of the informaticn resources. Furthermors, |
conducted a grey literature search of patient infermation materials from suppart
groups ond genelic cenires 1o build on the key issues identified during Phase | and
Phose 2. Draft versions of the rescurces were piloted with interviewess o ensure
respondent validation as well as key stokeholders including patient group

representatives, genetic health professionals and interview participants.

Phase 4: in this final phase. | conducted a pilot study through three regianal

genefic centres. The obiectives were to: (1] check the acceplabiliity of the study

procedure; (2) check the acceptability of the control and intervention; (3] assess
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recruitment and afirition rates: and (4) comy out a trialbun of the fypes of analysis

thal would be used in @ definitive trigl.  The pilot study also provided an
opportunity to comoborate the fingings from the previowus three phases of the study
by wvalidating the ‘key issues’ idenfified through the systematic review aond
guglitative interviews with service users, as well as gather further feedback about
the resources, In addition, the findings ffom the gilot study were incorporated into

g final everarching theory.

1.10.4  Qutline of chapters

Chapter One: | provide g brief overview of genetic services, and present fhe

rationale for the study and descripfion of the study process.

Chapter Two: | present the findings from a systemalic review of the carmier testing

literature. | discuss the key themesin relaiion to theoreticol concepts,

Chapler Three: | describe the methoed chaosen fo investigalte the psychosocial
experiences of participonts. | discuss and jushify the study procedure and the

method chosen to analyse the inferview dgata.

apter Four: | present an iscuss tne Andings from the gualltahve interdiews with
Chapter F [ tand d the kndings from t litat te il
paricipants who underwent comer tesfing. | then propcse ard examines
theoretical explanations thal can be used to interpret the data. Fnally, | infrocduce

o theoretical model summarsing the experience of participants.

Chaptler Five: | present and discuss the findings from the gualitafive intarviews with
parents of undiognosed children. | propose a new theorelical mods| o help

interpret the data as well as examine exsting theoraticaol constructs




Chapter Six: | descrice the method used to develap the information resources, and

discuss the procedure used to test and revise the resources.

Chapter Seven: | infrocduce the method used to pilot the educational resources. |

outlinge the study design, recriuiiment orocedure. measutes chosen and method for

data analysis.

Chapter Eight: | present and discuss the findings from the pllot study. | also discuss

the implications of the results and make suggestions for a subseguent study.

Chapter Nine: In the final chapter, | begin by presenting an overarching
theoretical framework that draws together the findings from the four phases of this
research. | then discuss the relevance of the study findings within the context of
genetic counselling and beyond. | provide a reflective assessment of the study
process, ond finally moke recommendafions for clinicol proctice and future

reseorch,

1.11  Summary

Inthis chapter, | have given a brief overview of genatic services in the UK o3
a background to the study. | have described the findings from previous research
in the field and presented the rationale for conduciing this study. In the following

chapter, | will present a systemaitic review of the literature on the psychosocial

impact of carrier testing.




Chapter Two:

A Systematic Review of the Carrier Testing Literature

2.1 Intraduction

The psychosocial impoct of comer testing and living as a carrier has bean
the focus of numerous studies. In order o ideniify key themes associoted with this
experience, | conducted a systematic review 1o synithasise this boagy of knowledge
In this chapter | will describe the method used to conduct this review, and present
the main findings. | will alse discuss the findings in relafion to established

thecretical concepts.

22 Aim and Objectives

The aim of the systematic review was to investigote the psychological and
social impact of genstic camer festing on the individual being tested. The main

obiectives were to:

= jdentify the key factons affiecting the impact of camier testing results on
individwals;

= egstablish commonalities and differences acrass different condition types
and inhertance pattems; and

= assess the methodolagical quality of the fiterature: and

» |deniify any gaps in the knowledge.
Furthermore, the systematic review gove me an opportunity to famillanse

myself with the existing body of research in the field and asceriain the methods

used by other researchers to inferm my own research method in Phase Z.




2.3 Design

This was o systematic review including qualitative, quantitative and mixed
methods studies. A systemalic review is a reliable method of collating empirical
evidence, synthesising ond interpreting the findings of the included sfudies in a
transparent and nonbiased way (The Cochrane Collaboration, 2009). The
processes used for the systematic review were based on those described by Pope,
Mays and Fopay (2007). These include: the development of the review quastion
and boundaries; o comprehensive search: opplicofion of inclusion criteria to
studies identified; qualily assessment of included studies: data exiraction; synthesis
of findings ond reporting of findings and their implications. Methods of dota
analysis and display as described by Mies and Huberman [1974), including

presenting key aspects of each study in a matrix, were also used.

24 Search Methods

Advice regarding relevant databases was sought from an experienced
genefic counsellor and the University of Plymouth librarian for heaith. The following
dotabases were recommended and wsed: CINAHL Embaose. Ovid, Mediine,
PsychINFO, Pubmed, Web of Science. Grey literature, such gs newslefters and
reports, and book chapters were not searched as they do not have the same level

of robusiness as peer reviewed ccodemic studies

Initially, my supervisor and | conducted g 'brainstorming’ session to identify
relevant keywords related fo the sublect of the review. These keywords along with
their relevant truncafions were Used as search terms. The Inclusion and exclusion
criteria were also decided af the outsef. Where possible, the inclusion criteria were

included as search terms 1o try to imit the refrieval of non-relevant articles
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In the first instance., the f-::llz:-wing saarch lerms and limifs were us=d:

camer fest or camer test®

AND

linked

AND

Coping or coping sirategy or communication,
NOT chidren NOT cancer NOT prenatal NOT predictive.

Limits set: 1998-2008. English

genetfic or DNA or chromosame or autosomal recessive or recessive or X

depression of emohon or guilt or anxiety or womry or stress or blame or
psychological or psychosocial or social or effect or impact or psychological

impact or sociol impact or personal or camier status or distress or relief or burden or

Inittally the limit was set to publication dates between January 1998 and

October 2008 to limit the search to studies written within the last 10 years. Twelve

pofentially relevant studies were found. However there were o numbber of relevant

studies thal were written between 1990 and 1998 that | became aware of

the search. It is likely thal there were relevan! papers written during fhis

pecause from about 1990 onwards DNA camier testing became feasible ©

ond fests started to become routinely performed on patients with a familly history

of recessive and X linked conditions such as CF, fragile X and Tay-Sachs disease

(Broide et al., 1993, kerem 2t @l 1989, Al the saome fime. studies that assessed the

impact of the test on the patlient begon to appear in the literature.
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therefore decidad to extend the search to include those papers written betweaen
19?0 and 2008 so as not to omit any relevant studies. In addition, a number of new
keywords were added to the search. These were identified by looking through the

keywords' given on the relevant studies.

In the second dotabase search, the following search terms and limits were

Used:

carier test or camer test® or carier screening or genefic screening or

population screening or cascade festing or heterozygote testing
AND

aenetic or DMA or chromosome o aulosomal recessive or recessive or X

linked
AND

depression or emotion or guilt or anxiety or worry or stress or blame of
psychological or psycheosocial or social or effect or impact or psychological
impact or social impoct or personal or carrier siotus or distress or relief or burden or

COpINg or coping strategy of communication or coping behaviour® or ernaticn™ Of

stigrna or self concept or affitude * or genelic counseling or genefic counselling
NOT children NOT cancer NOT prenatol NOT predictive,

Limits set: dates (1990-2008), language (English] and population [Human!

Age: Adult.)

pote: italicised words denote keywords/limits odded for second dolaobase search

A
=




2.4.1 Inclusion and exclusion criteria

Studies were included if they were:

» systemafic teviews, litergfure raviews, randomised controlled triols
[RCT's). quasi-experiments, observationol studies, surveys or gudlitative
studies;

= published between January 19790 to 2008;

» focused on the psycholegical and social impact of the test result on the
patient; ond

» focused on efther autoscmal recessive and ¥ linked conditions, or

camiers of chromosomal changes such as fransiocations.
Studies were excluded If they were:

= gbout cancer, adult onset condifions or other dominantly inherted
condifions;

* ones in which there was potential for participants to find ouf that they
were homozygotes for a porticular gehe mutation where the age of
onset of the disease was in adulthood (e.g. haemochramatosis):

» focused on pregnant women;

= oanes Ihat included children or adolescents

v focused only on recall of information about risk; or

» focused only on motivation for taking/not taking the test,

2472 Comments on inclusion and exclusion criteria

Female fragile X carriers can somelimes be aoffected by the condition
(although in general more mildly) and fer that reason fragile X does differ from

autosomal recessive and some other X linked conditions. However, camers of
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fragile X were Included in the review because a body of knowledge exists relating
to the psychosocial effect of carrier testing on fthis group (Anido et al., 2007, Anido
et al, 2005 McConkie-Rosell et ol, 2000, McConkie-Rosell et al,, 2001).
Furthermore, because the aim was o ascerain similarities and differences across
range of different conditions, | felt it was relevont to include this group in the

sysfermatic review.

Studies relating to cancer, adult onset conditions or other dominanily
inherited conditions were excluded because the oim of this doctoral study was fo
develop information for pafients that informs them of the possible psychosocial
conseguences of carrier festing for recessive, X linked or chromosomal conditions.
Furthermore, the noture of the information dernved from predictive and
presympicmatic fests will be different from receiving camier information for
recessive, X linked or chromosomal conditions, as conditions identified through
carrier testing will not go on to affect the camiers' health. Studies focusing on
pregnant women were excluded becouse their feelings might be highly
influenced by worry for their offspring, and clso becaouse their decision to seek
testing would be Influenced by the immediate needs of a current pregnancy
(Cheuvront et al., 1998). Studies including children were also excluded because
the focus of this docioral study is o develop information for adults (who ore able
to give informed consent]. |1 & also likely that children will have very different
psychosocial reactions and infermation needs to adulls. Only studies that assessed
the psychological and social impact of the test result on the pafient were
included. Therefore, studies that addressed recall of information about risk and

reasons for toking/not taking the test but did not address psychosocial impact

were excluded,
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2.5

Search OQuicome

Egh! dalabasss were searched and 1537 orlicles were identified overal
After reading through the tities and absirocts, 1514 studies were excluded. This leff

7] studies which wera relreved in

Table 2.1

Database

CINAHL
Embase
Mediine :
Ovid
PsychINFC
Pubmed
Web ol Science 74

Refrieved

full.

Results of database searches
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identified through relevant studies. This was considered a useful method because
the identified authors were likely to have g special interest in the subject and thus
may have publshed more than one study in the area. Three potentially relevant
arlicies were retfrieved through this method. Secondly, the dotabase search waos
repeated using new keywords found in studies identified through Endnote. The
additional keywords included al this stage were: psychology, social adaptation,
reproductive uncertainty. risk perception. carrier couples. family planning. and
prospective risk. One potentially relevant study was found in this way. Thirdly, on
ancestral search (reference search) was camied out. Three potentially relevant
studies were refrieved in this way. The full text to these seven papers was retrieved,
of which three were relevant. leaving sixteen relevant studies. A further search waos
conducted in May 2010 o identify whether any new and relevant popers had
been published since the previcus search, or if any papers had been ovetlocked,
Four relevant papers were identified at this stage and these were then included in
this systematic review. Therefore, twenty relevant popers were found In fotol

(Table 2.5).

There are a number of reasons why some of the potentially relevant arficles
refrieved through the Endnote. author and ancesiral searches were not identified
through the daotgbase searches. First, qudlitative studies can be poorly indexed
ond keyworded (Pope et al.. 2007) which means that identifying relevant studies
can sometimes be guite ‘hit or miss'. In some cases, abstracts were not published
rmaking it harder to ossess the relevance of the study. In others, the psychosocial
findings were nof menticned in the abstract, even though this was o main aspect

of the siudy. Some of the older papers were not clwaoys uplcaded onio gl the
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et

relevant databases, In other popers, the keywords did not appeor 1o be highly

relevant or approprate.

Figure 2.1 Flow diagram of the study selection process
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Quality appraisal

Before analysing the findings from the studies, sach study was assessed
using a quality appraisal tool (Kmet et al., 2004| developed fo evaluate primary
research papers from a vanety of fields. 1he tool comprses. two ‘checklists'; one
for assessing the quadlity of quantitafive studies; the other for assessing the quality of
qualitative studies. Each checklist comprises a number of gquestions regarding the
quality of the paper, for example, "Is the design evident and appropriate to
answer the sfudy question2”, "Is the analysis described ond appropriate?” and "“ls
there a connection to o theoretical framework/wider body of knowledge?2"
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Papers are scored depending on the degree to which specific criteria were met

["yes

=2, "parial" = 1, "no" = o). A score wos calculated for each paper by
summing the total score obtained ocross relevant ifems and dividing by the total

possible score,

This tool has proven internal validity and pravides a systematic, reproducible
ond gquantitative means of simulianeouwsly aqssessing fthe quality of research
encompassing o brood range of sfudy designs. Using this tool. | scored each
paper based on quality criteria including the description of the research question,
appropriateness of design, justification of saompling strategy, appropriate data
collection and analysis and estimaies of varionce (for quanfitative studies) to
procuce O score phrosed Os o peiteniage. Fve pOpenn ocross ing fongs of
scores were selected and o blind appraisal was made by my supervisor to verify

the results. The poperts were ranked in the same order by both approisers.

Although there remains confroversy over the ulility of such tools (Garratt and
Hodkinson, 1998, Pope et al., 2007) it is agreed thot research should be clear and
transparent. Guality appraisal toels do provide o means to assess rigorously the
methodological guality of each study, to ascertain whether it s of a good enough
standard 1o be included In the review, and give an indication of the appropriate
weight ithal should be given 1o the evidence in the different popers. This

conducting o quality appraisal of the popers was considered worthwhile.

45




Table 2.2

Author and year of

publication

Quality appraisal scores

GQuantitative score
{out of 100)

Qualitative score
{out of 100)

Anido ef al. 2007

Anido et al. 2005

Bekker et al. 1994
Collanan ef al. 199%
Cheuvront et al. 1998
Dunn et al. 2008

fanas & Johnson 1775
Gordon et al. 2003
Henneman et al. 2002
Honnor =i al. 2000

James el ol. 2006

Lakeman et al. 2008
Marteou et al 1992
McConkie-Rosell et al. 2001
McConkie-Rosell ef al. 2000
McConkie-Rosell ef ol 1957
Newman ef al. 2002
Pastore et al, 2008

Watson et al. 1992

Williams =f al. 19%7
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that should be considered when inferpreting fhe findings from these research
studies. Frst, potential confounding variables, such as whether participants had
completed therr families at the fime of festing [e.q.. Bekker et al.. [1994]] or
whether they knew anyone with the condition for which they were a carrier [e.q.,
Watson et al.. (1992)] were not addressed by some of the authors. In addition,
authors of many studies did not justify their sample size [e.g., Pastore et al., (2008)]
while some studies lacked clear conceptual definitions and were not based on

particular theoretical models [e.g.. Henneman et al., (2002)1.

2.5.2 Data extraction

To enable comparison acress the studies, a matrix (Miles and Hubeman,
1994) of studies was drawn ug (Table 2.5, p.72) including aspects of each relevant
study considered to be most important (study design, sample and size. methods
quality issues and findings related to the psychosocial impact of carrier testing).
The matrix method is an effective way of displaying key variables, to facilitate the

reviewer 1o compare and conirast varnables and findings

2.6 Analysis of Findings

Bue fo the range of different guantitative measures and guantitative
philosophical opproaches used, o meto-aonalysis was nof performed. A thematic
analysis was undertaken to elicit general gverarching themes from the popers
studied: this type of analysis has also been underfaken by other authors such as
Legare et al. (2008), Edwards ef al. [2008) and Hoey et al. (2008). This method
involves 'the idenfification of prominent ar recurrent themes in the literature, ond

summcrrising the findings of different studies under themaotic heodings' ([Dixon-

Woods ef al., 2005). It is a useful methoed for summarising the data retrdeved ina




systermmatic review as It has the ability to deal with studies with a diverse

methodology and allows orgonised ond structured ways of calegorising key
findings in the literoture in terms of themes, Dixon-Woods et gl. {2005) highlight that
there s sometimes a lack of clarity about exactly what thermalic analysis involves
and the processes by which it can be achieved. However. stating explicitly the
processes mvolved in analysing and synthesking the daota, and where possible
using ferms fhat were taken directly from the studies included in the review, should

negate the criticism that the method lacks fransparency,

Themes were idenfified by reading and re-reading the studies. The findings
were discussed by myself and my supervisor, and compared to identify areas of
agreement and disagreement across studies. This resulted in a set of overarching
themes. These themes were labelled using the terminology commonly contained
in many of the studies, such as gullt, aredety and stigmotisation. Once his process
was complete, a ‘spider diagram’' or ‘mindmap’ [Burgess-Allen and Owen-Smith,
2010] was drawn so that the key themes could be visuolised and the relotionships
between them identified [Figure 2.2). Displaying daofa visually as a spider diagram
is an effective and user-friendly method of amalgamating and interpreting dato
(Pope et al., 2007). It also enables relafionships between themes to be seen more
clearly than by using the matix only, Finally, after reviewing the studies, |
compared the results with well established psycheological models relaling to self
concept (Shavelson et al., 19748) and coping (Lazarus and Folkmon, 1984). These
two models hove been used In other healtheiated studies looking at psychosocial

adaptation (McConkie-Rosell et al., 2000, Street et al., 2010).



Figure 2.2 Mindmap showing relationships between key themes
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2.7 Resulls

The studies identified had been published between 1992 and 2008. Twelve
studies were quanfitative, three were gualitative and in five mixed methods were

used. Table 2.3 gives an overview of the condition, population group. sample size

and couniry of origin of each paper included in the review. Cysfic fibrosis was the
mast commonly studied condition. No studies that assessed the impact of camer
testing on camriers of chromosomal abnormalities, were identified from the

literature review,

There were substanfial differences in construct, design, megsures,

i}

population and oulcomes across the studies Study designs compnsed

K1

longitudinal studies [e.q.. Bekker ef al. (1994]], RCT's [e.g.. Callanan et al. [1999)],
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and cross sectional studies [e.g., Dunn et al., [2008)]. Samples from different

populations including the general peopulation [s.g.. Henneman et al. {2002a), high
risk groups [e.q.. McCornkie-Rosell et ol. {2001] of Jewish decent (Marteau et al,
1992] and women only [2.9., Anido ef al. (2005]] were included. Sample sze
varied from sight parficipants [Anido et al., 2007) to 2220 participants (Honnor et
al., 2000). Data collection meithods varied from guesticnnaires [e.g., Bekker et al
(1994]]. to Tocus groups (Anido et al.. 2005) and in-depth interviews [e.g.. Wiliams
and Schutte (1997)]. Various measuras were used, including the Spielberger Slale-
Trait Arxaety Inventory [STAl), developed by Spielberger (17270] [e.g.. Watson et al.
{1992)], the Health Orientation Scale [HOE), developed by Wooldridge and Mumay
(1988) |e.g.. James et al. (2004)] and the Tennessee Se=if Concept Scale (TSCS),
developed by Alls and Warren [1994) (McConkie-Rosell et ol., 2000). In two cases,
the same cohort of participants was involved in two studies, however because
different findings were presented in the different papers. both studies were

included In the review [e.q., Newmari et al, (2002); Cheuvrant et al. [1998]].




Table 2.3

Table comparing condition, population group, sample size and country

of origin of each siudy included in the systematic review

Authors and year of
publication

Anido et al. 2007
Anido et al. 2005
Bekker et al. 1974
Callanan et al. 1599
Cheuvronl et al. 1998
Dunn et ol. 2008
Fanos et al, 1995
Gordon et al. 2003
Henneman et al. 2002
Honnor et al, 2000
Jomes et al. 2004

Lakeman et al. 2008
Mareou ot al 1992

McConkie-Rosell e al.

2001

McConkie-Rosell el al.

2000
McConkle-Rosell ef
al. 1997

Newman ef al. 2002
Pastore et al. 2008
Watson ef al. 1992
Willioms et ol. 1997

Condifion

CGO, DMD,
BhADy, 5SMA
CF and HbPs

TS
e ]

FX

Family history/

general

population

population
both
population
family histary
family history
family history
family history
populafion
population
populalion

family history

population
both
family history

Family histery
family history
family history
family history

copulation

tamily history

200
2B

A5

ik

24

Sample size Country in

which study
conducted

Australia
Metheflands
Australia
LISA

Mefherands
LIk

USA
Usa
LK

USA

Note: Family hislory = Parficipanis with a family history of ths condifion

o ponuiation: FX = fraglle X; OF = cyshic

fantified frorm The gsner

disaase: DM = Duchenne musoular avsirs

Msironohy, SMA = epinal muscular afronhy: HbERPs = haemoolchinopothies

277 Major themes

A number of overarching themes were idenfified. The mos! prominent were

amxiety, guilt. relief, effect on self image, active coping mechanisms, impact on

reproduciive issues and disclosure of test results (Ta




Table 2.4 Themes by mode of inheritance

Aviosomal recessive X linked

Family history Population Family history Population

Anxiety
dissipated by
& months

Guilt

Altered
perception of
heatth

Evidence of
self-
stigmatisation

Evidence ol
soclal
stigmatisation

Use of aclive

coping
machanisms

Impact on
reproductive
plans

No impact on
reproductive
plans

Disclosure of
test resulls to
family

Callanan 19

.-. heuvron

Wilkarms 1997

Fanos 1995

Martegu 992"

Anido 2005*

Bunn 2008"
fames 2006*
MeConkie-Rosell
99~

Willlams 1997

Mo onkie-Raoss(l

F'Ef.kej 1774 L L LSS
Henneman 2002 2000
Martegu 1992

Gordon 2003 Jomes 2005
Mo Conkie-REose]|
Wy

FAN ¥
Mo Conkie-Rosell
| a7

Gordon 2003 Mo Conkie-Rosell

2001

Anido 20057
Mo Conkie-Rosell

"k i
2001

Arnco H}S

LakemonZ20id

Henneman 2002 MocConkie-Rossl|
Watson 1992 | Gy
Willlams 1997

Anido 2007

Anido 2007




272 Anxiety

Iwo categories of anxiety emerged: one related Yo testing and the other
related fo child health. In relation fo testing, all longitudinal studies Investigating
patient anxisty gver time elther found no significant differance in andety between
cariers and non-camers (Honnor et al, 2000), or found thaot ony anxisty
experienced by cariers upon first receiving their fest result had, for the vost
majarity, dissipated by six months as assessed by the STAl (Bekker ef al., 1994
Callanan et al., 1999. Cheuvront et al., 1998, Laokeman et ol., 2008. Watson et al.
1992), the Fragile X Visuol Analog Scole (VAS] (McConkie-Rosell et al., 2001). of

gudlitative Interviews [Anido et al., 2007, Anido &t ol., 2005).

Carrier gnxiefy dissipated for a number of reasons. Watson et al. (1992)
found that the provision of written infermation and genetic counselling was helpiul
for most parficipants {92% and 97%, respectively). Bekker et al. (1994) found thot
the passage of time appeared to dissipote anxiety. Gender waos also an issue
discussed in relafion 1o anxiety. in o number of studies. Newman et al. (2002} and
Henneman et al. [2002a) found that women reporied higher anxiety than men
while waiting for their test results ([mean = 14.5 and 14.4, respectively on the STAl In
the Newmon study, p < 0.001; and 24% versus 13%, p < 0.001 meaosured on a five-
point Likert scale in the Henneman study); however there was no significant
difference betwsen the genders once the fest resulls hod been received.
Lokeman et al. (2008] found that Western participants agenerally reported lower
levels of anxiety compared with non-Western (defined as those who do not have
thelr ancestry in Europe, e.g. people from Turkey, Surinam, Morocco and the

Metherands Antilles, who form the four largest immigrant groups in the
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Netherands] participants (General Linear Modesl analysis at 4 time points, p <

0.001).

Anrxiety did however appear o be an ssue for both canier and non-carrier
siblings of people with cystic fibresis, In the Interview-based study conducted by
Fanos et al. [19750), Idenfiied cariers and non-carmers were equally likely to have
moderate or severe anxiefy arournd their child's health. Forty-one percent had
had their children sweat-tested to rule out the condition, nine percent had had
their child tested for camler stafus, and 55% planned to do so before their child
reached 18 years of age. Siblings who had had their children sweaof-tested or
tesiad for comier status were equally divided between those who knew their own

camer status and those who did not

273 Guilt

Guilt was o prominent theme in the dala. Feelings of guilt associated with
carmrier status were cited as findings in five studies. These results were identified
through interviews [(Anido et al., 2005 McConkie-Rosell ef al., 1997. Williams and
Schutte, 1997]. an open-ended questionnaire (Dunn et al., 2008), a VAS [James el
al.. 2006, McConkie-Rosell et al.. 1997) and the guilt subscale of the Mulliscore
Depression Inventory (SMDI} [James et al., 2004), Guilt is glso an issue found to be
closely associafed with gender, mode of inhertance. ond whether the
participanis had offected children. |In the study conducted by Dunn et al. in
which B81% of respondenis hod a son with haemophilio, 18 of 48 (38%) female
camiers reported the timing of testing as negative. Reasons cited for the timing
being negative included feeling blamed by their partner and o prolonged sense

of guilt. James et al. {2008] found that methers who were camiers of X linked
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condifions felt subsiantial guilt ond self-blame related to their child's condition.
When measured on the Visual Analog Scale, mothers of children with X linked
conditions had significantly higher levals of guilt than mothers of children with
recessive conditions [p < 0.01) ond were more likely o blame themselves (p <
0.001). A similtar finding was identified in the Willioms and Schutte study (19297, In
which it was found that many of the participants who expressed feelings of grief
and guill were women who were camers of fragile X or Duchenne muscular
dystrophy. Anido ef al. [2005) also found thot in families offected by fragile X,
even those women without affected children experienced guilt to some extent, by

virtue of the condition being in the family.

In one study (Gordon el al., 2003) there was no significant difference
evident between carriers and non-cormiers on the "guilt' scale (as measured by the
HOS|. The parficipants were from the generol population, were screened for cystic

fibrosis, and did not hove o family history of the condition,

1.7.4 Relief

Anido et al. [2005), McConkie-Rosell ef al. (1997) and Lakeman et al. [2008)
gll identified thatl rellel was an emotion experienced by carmiers, In the stugy
conductled by Anido et al. reactions of relief were expressed equally as strongly as
reactions of guill, with nearly all comers expressing this emofion during interviews.
For these individuals, finding out their carier status was an inevitable result of
finding @ diagnosis for their child. Similarly, in the study by MeConkie-Rosell &t al,
participants’ responses indicated that while they telt angry or depressed about
their carmier status, there was an "emctional relisf in finding aut the couse of the

mental retardaton in the family” [p. &5). Lakeman =t al. found that 8% of

Ln
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participants. including seven out of ten carriers, felt relief one weaek after receiving

their test results, as measured on a sthuctured guestionnaire assessing emotional

oufcomes,

2.5 Effect on self-image

Three main issues arose within this theme: perceplion of health, self-

stigmatisation and social stigmatisation.

Perception of health

Of the seven studies in which perception of health was measured, findings
from three studies indicate that some camerns balieved thair current or future hedlth
fo be significantly peorer after learning therr comier status [Fanos and Johnsan,
19925b, Henneman ! al., 2002a, Marteau et al., 1992). Seven out of 17 camers
[41%%) in the study conducted by Hennamaon et al. felt less healthy [measured on a
multiplechoice guestionnaire] due to their test resulis, despite being informed
both verbally and by letter that their camer status would have no effect on their
own heglth. Marfeau et al., aiso using @ multiple-choice guestionnaire that
rmeasured perceived haglth from three time perspectives, identified that carriers of
Tay-Sachs held the least optimisfic view of future health compared with non-
cariers and the confrol group (p < 0.01) and Fanos and Johnson reported that
during interviews, sibling carriers retrospectively redefined heolth problems as

reloted to cyshic fibrosis, although the authors do not report how many.

Authaors of four studies found that perception of health did not alter after
learmning one's carrier status, using meosures such as the TSCS (McConkie-Rosell &t

al., 2000}, a multiple choice guestionnaire [Becker ef al.. 1994}, the HOS [Gordon et

al., 2003) and o five point Likert-scale (Laksman et al., 2008). However. both
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McConkie-Rosell et al. and Bekker et al. do provide some anecdotal evidence to
suggest that carmiers might attribute previous health prablems to their camier status.
McCankie-Rosell et al. found that 12% of participants at Time 1 and 20% of cariers
ot Time 2 reported feeling they had mild clinical features of fragile X. They felt that
perhaps 1T they were camers 1 would explain why they had to "study hard in
schoo!” (p. 340). A poricipant in the Bekker et al. cohort wondered whether her
allergies and chest colds were in some waoy linked to her camier status, Therefore
even though perception of health did not olter when meosired quantitatively,
during qualitative inferviews there were some indications that it did in fact eccur in
a small number of cases. In fact, n fhe case of fraglie X, it & possible that canlers
did experence o mild manifestalion of the disease due 1o skewed X-inactivation
[Skirfon et al., 2005). Furthermore, this finding may also be attibutable to the
repeat length Hself which appears o be associated with foxicily due {6 elevoted

mMRNA levels [Koldewyn et al.. 2008).

Self-stigmafisafion

There s evidence from four studies o indicate that self-shgmatisation
occumed in camers o some exient (Gordon et al., 2003, Jlames ef al. 2008
McConkie-Rosell et al., 1997, McConkie-Rosell et al., 2000). Gordon et al. identified
thaot camiers experienced less positive feslings: more afrald, wore, weakel, |ess
relieved, less happy, more marked (although the authors do not explain what is
meant by this) and angrier, compared to those who fested negative, on the HOS
Similarly, James et al. found that carrier status is associated with stigma and is
significantly assoclated with mode of inheritance using the same scale. The only
other study (Pastore et al, 2008) specificdlly looking at stigma using the HOS

consisied of just one camer. and therefore findings were not significant, Stigma
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Just under half (9/19) of the

Jine

was also evident in two of the qualitative studies
fragite X carmiers in one study [McConkie-Rosell et al., 1997) indicated that there
tne way fhof they viewed themselves.

'‘feeling of being abnormal or inferior” (p. 64), a

had been a negative change in
L

self-stigmatisation.
one

e ¥

reason cited for this change was a

studies

WD

statement indicative of
in

was  evident

Social stigmafisafion
stigmatisaticn

Evidence of social
quantitative [Gordon et al.. 2003) and one mixed methods [McCankie-Rosell et
al., 2001). Gordon &1 al. found thot canders and non-camers atiributed significantly

more negative feelings to CF camier status than non-carrier status. This finding was

significant for all emotional scales on the HOS (p < 0.007).

Active coping mechanisms
Thesa

274

Use of active coping mechanisms was identified in five out of a possible
seven studies in which qualitative research tachnigues were employed,

studies Included parficipants from the general population without affected

children [Anido et al, 2007) and participants with a family history [Anido =1 al.,
1997, McConkie-Rosell et al.. 2000, McCoenkie-Rosell

tal. {2001) found no change in the level of distress
at nsk of being a camer as

2005, McConkieRosell et ol
et al, 2001], McConkie-Rossll &
or perceived seriousnass of fragile X when women were
The increase in perception of sefiousness
This

when they were found fo be camars,
onty occurred in the non-camears when the threal was no longer present,

possibly Indicaies that 'threat minimisation' was used by the paorficipants as an
MoConkieRosell et al. [2001] olso
| out of 20 [55%) camier women used

o5
active coping mechanism in both situdglions,

h
(w'e]

found, during in-depth interviews. that



spontonecus coplng statements such as "fife goes on” (p.41) and “If lam, lam_ I'll
deal with it" (p.41). (Coping behaviour statements were also evident during

interviews In the study conducted by Anido et al, (2007),

For carmiers identified in the study by Anido et gl. (2007), most appeared to
be considering their carrier status over the course of the interview, having not
given the subject much thought previcusly., This affitude is consistent with the
coping mechanisrm known as ‘just-in-fime’ leaoming. as described in Adult Leaming
Theory [Wicdkowskl, 1999), wherein adult leamers process information which is

relevant and applicakie to them at the time they need i,

2.17 Impact on reproductive Issues

The impact of camier status on parficipants' views on reproductive issuas
varied depending on thelr life stage, thel views on prenatal testing and cbortion,
whether their partners were alsc carmiers, and whether they were carmiers of an X
linked or recessive condifion. Authors of four studies [Cdllanan et al., 1999,
Henneman et al.. 20020, Lakeman &f al., 2008, Watson et al., 1922 of CF camiers
identified from both high risk groups ond the general population who did not have
atfected children all reported thot the maojority of camriers showed ne change in
reproductive plans after testing, os measured on questionnaires which included
multiple-choice options (Callanan et al., 1999, Watson et al,, 1992) or a five point
Likert-scale (Henneman et ol. 2002a, Lokeman =i al. 2008]). Reasons given
included the avalability of prenatal diognosis (Henneman et al.. 2002a. Lakerman
et al., 2008, Watson et al., 1992) and having completed their families (Watlson et
al., 1992). Furthermore, in two of the studies [Cheuvront et 4l., 1998, Henneman ef

al.,, 200Z2a), only couples in wihich only one was a camer were included, |If one
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partner tests positive and the other negative, the risk of having a child with CF is

approximately 1 in 440 (Watson ef al., 1992).

However, in two inferview-based studies, femaoles carying X linked
mutations. many of whom were mothers of affected children, were maore likely to
indicate their camier stotus had caused a change to their reproductive plans
(Anido et al,, 2005 McConkieRosell et al., 1997]. In the study conductied by
McConkle-Rosell ef al. (1997) 19 out of 28 (67%) fragile X carriers stated that they
would not have any more children becouse of their canier status, ond 25 cut of 28
(89%) would have either reduced the size of their families or nat had ony biological
children. if they had known earier, Anido et ol. olso found through in-depth
inferviews that many women with fragile X children stopped glanning to have
more children after receiving their test resulls. Furthermorte, those without offected
children expressed a strong desire “fe figure out g way to end it with ma" (p. 301)
Dunn et al. [2008) alsoc reported findings from open-ended quesfions thot revealed
some respondents felt they might not hove had as many children if they had

knowr their carmier status earlier

Findings differed however, in the study conducted on fragie X carriers
identified from the general population (Anido et al, 2007), Maony camers
expressed tha! although the information could be relevant in the future, it was not
relevant at this stage of their lives in terms of family planning. Some hod nal really
considered the implications for family planning and their thoughts about prenatal
testing, but for those thal had. carrier status did not have an apparent effect on
their altitudes abaut fermination. The issue of premature ovarian failure aopeared

tc be more prominent than the risk of having children affected with fragile X.




278 Disclosure of fest results and family relationships

In six studies in which disclosure of test resulls was assessed, the researchers
found thot porticipants did share their test results with ofhers, although this
disclosure was selective |Anida &t al., 2007, Dunn et al., 2008, Henneman et al.,
20020, McConkie-Rosell et al., 1997, Watson et al.. 1792, Wililams and Schutte,
1997]. Anido et al. found that providing information 1o partners primarily
depended on the seriousness of the relafionship. Watson et al. found that 879%
(47/53) of CF camiers informed their partners of their test resulls, B3% told their
parents, 82% therr siblings and 48% told other relatives. Henneman et al. reported
that most CF caniers shared the informaotion with parents and siblings. All but one
of the comens whose pojenls wese il olive had ioid them cbout thelr test rasulls,
Ten carriers had shared the infermation with their brothers and sisters, but two had
not. With respect to paricipants who did not disclose carmer information to other
family members, their reasons included nof wanting fo disciose resulls to relatives
who hod affected siblings, and not wanting to cause feelings of guilt (Wilioms and

Schutie, 1997,

The effecis of sharing Iinformation about one's camer status with a parinsr
and/or farmily members varied across the studles. Poslfive expernences related to
disclosure of test results were decumented by Dunn et al. (2008] and McConkie-
Eosell et ol. (1997). Of the 18 cariers who indicated in o change in their
relationship with their husband in the McConkie-Rosell et al. stugy, 13 camers (72%)
indicated this chonge hod been positive. Seventeen [61%)] fell ihot there hod
been an improvement in their relationship with their siblings. Difficult or distressing
experiences were highlighted in three studies |Dunn et al., 2008, McConkie-Rosell

et al., 1997, Wiliams and Schutte, 1297). Dunn et 0l. and McConkie-Rosell et al.
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identified a negative effect on the relationship with the partner in 13/31 (42%) aond

o

5/18 [27%] of cases: respectively. Reasans ciled included anxiety and anger from
the male partner (Dunn et al] and feeling blamed by therr spouse (McConkie-
Rosell et al]. In cases where the experence hod a positive effect on the
relationship (in 4/31 and 13/18 of cases respectively), the carrier felt completely
accepted by her partner (Dunn =t al, 2008) ond there was an incregse in
understanding and communication. Hennaman et al. (Z002g) found the majority
of porliciponts (98%) perceived no impoct of carier testing results on the
relationship with their partner, For the majority of participants in the Anide et al.
(2007} study, providing information about fragie X carrier status to family members
was not problematic. However, providing the information to partners depended

on the seriousness of the cument relationship.

2.8 Discussion

This review is useful in that it identifies o number of factors that appear to
influence the emoiional consequences of camer fesfing. These include population
group, whether the camer has on offected child, stage of life, psychological
coping mechanisms. and mode of inhentance. In this respect the results of this
systematic review provide some Interesting insights inte how genefic testing for
different condifions may have a varying psychological impact that s dependent
on the context in which testing occurs.

Arpiety, an emotion frequently measured In studies investigating the impact
of camier testing on individuals, dissipated in the long term for the maojority of
participants In all studies. In addition to the reasons suggested by authors which

include the passage of time and the provisian of written information, another
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recson may have been because none of the porticipants were pregnant at the
time of recelving their camier test results and were therefore netl anxious about the
possibiiity that the felus waos oifecied. For caniers, bowledge thot reproduciive
options were available to them if there was a risk of having an affected child may
alsc have ovemdden any inifial anxiety. Furthermore, good quality genetic

counselling services may have lessened the impact of the test resulis,

Variables including mode of inheritance, gender and whether the carmier
already had a child affected by the condition appear to be strongly linked o the
issue of guilt. The finding that gullt was more dominant in wamen fhan men,
indicates that it may be strongly connected with what Peters and Jockson (2009)
describe 05 a unique emotion conceming a mother's relationship with her
affecied child. Guilt alsc appearad to be more commonly reported by mothers of
children with X linked conditions. One possible explanation ligs in the close
association of guilt ond blame. In the case of X linked conditions. [t only takes a
carrier mother to pass olong an X linked condition rather than having both parents
confiibute the "faully” gene. Therefore, the burden of having passed on a faulty
gene cannot be shared with a partner. In these cases men maoy externalise 1hair
emoticnal response to devosiating news and blame, while women are likely to
intfernalise their responses and to accept this blame (Lewis, 1998). Mothers are also

more likely 1o self blame (Peters and Jacksaon, 2009).

Guilt may alse be an emaotion linked to family history, Anido et al. [2005)
found that women whao did not have affected children but had the conditicn in
the family. expressed feslings of guilt, which may indicafe a farm of "survivor guilt’,
Survivor guilt has alsc been idenfified in CF families. In g study [which waos

excluded from this review as it contained women whe were pregnant at the time
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of tesfing) in which bariers to carmier testing for odult CF siblings were identified

o

camier status served an important function in binding guilt, with 15% of siblings
either hoping they were camiers or feeling gullly they were nol [(Fanos and

lohnson, 1995aq).

The issug of guill hos olso been identified in other areas of headlthcare,
highlighting that i} 5 not on emotion wniquely linked lo condhions thot ore
inherited. For example, guiit has been identified as o focter in studies of children
with diabetes. Bowes et al. (2009) found thiat guilt, as well as grief and anger, were
expressed by both mothers and fathers of children with fype 1 diabetes. Similarly.
in a study conducted In Fnland. guilt was identified os key emotion of parents of
digbetic children in ihe immediate period after the diaognosis [Seppanen et al,

1999],

There are conflicting resulis in the literature regarding the issue of
perceptions of health. Yst even those studies in which camers did not indicate
feeling less healthy on surveys or guaestionnaires, during in-depth interviews, some
participants reported clinical features of the disorder for which they were being
tested or for which they were found to be a camrier. In the case of fragile X, it is
possitle that camiers did experience a mild manifestation of the disease due 1o
skewed X inactivation [Skirton -t al,, 2005). Furthermore, this inding may alsc be
attributable to the repeat lenglh ilsell which appears o be associated with toxicity
due to elevated mENA levels [Koldewyn el al., 2008). However this finding also
suggests that porticipants may hove been seeking support for beliefs they held

abaut themselves
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In interpreting this finding, McConkie-Rosell et al. (2000) refer 1o the theory of
self-concept as described by Shaveison et al, (1974). Shavelson et al. hypothesize
thot self-concep! s hierarchicol, with perceplion of perong! behoviour in specific
siiuctions at the base of the hierarchy. inferences obout the seif in broader
domains (e.g., sociol, physical] at the middle, and a global, general self-concept
at the apex. Global self-concept is stable, but s one descends the hilerarchy self-
concepl! becomes increasingly sitbation specitic and less stable: Seeking clinical
fegtures related to actual or possible carmier status might be indicative of situation-
specific changes in feelings about self, Additionally, t maoy be the cose that scaoles
such as the HOS (used by Gordon et al.. 2003) ond T5CS (used by McConkie-Rasel|
et al., 2000] are not sensitive enough o detect the subtleties conceming how
cariers perceive their own heaith, which are more likely to be expressed during in-

depth interviews.

Reproductive intent also oppeared to be closely linked fo mode of
inheritance, stage of life and whether the partficipant already had an offected
child, with the greatest impact being idenfified for camiers of X linked conditions
with affected children. This group was most likely fo refrain from having more
children. One possible reason involves the documented psychological difficulties
of raising @ child with frogile X [Abbeduto et al., 2004, Lewis et al., 2006). When
Anido et al. (2007) interviewed fragile X cariers who did not have offected
children and were from the general population, the information did not appear fo
have an impact on family planning with many not having considered the issue.
This iz likely 1o be because they did not have any experence. either themsealves or
through other family members, of raising a child with the condition. It may be that

these carfiers would experience increased distress as they consider reproduction
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more seriously. Similarly. carmiers of CF in the genergl population did not change

thair reproductive plans as o result of thelr camier skatus,  Parficipants in these
studies did not have affected children, and even as a carmier, there would only be

a risk to future childran it the partnerwas alse g carmiar.

McConkie-Rosall (2000) suggests that knowledge that one is o carrier causes
a barier to having biological children or grandchildren and hence is a threat to
the parental role. In the cose of X linked conditions, this threat may be more
gccentuated for camers than it s for comers of gutosomal recessive condifions
becaouse thare s o more immediate risk [cdue o the fact that only onhe partner
needs be o caorrier}, particulary if the camier has not yet begun or completed her
family. It could also be the case that women in X linked families are more likely o
know affected relafives, becouse there are likely to have been family members
affected across several generations. This may in tum impact on their perception of
the severity of the condition and hence the threat may be maore immediate. For
carmriers of recassive conditions the threat is less acute becouse the risk only exists if

the partner 1§ also a carrier of the same condition.

Active coping mechanisms, such as "threat minimisalion,” significant
changes fo reproductive intentions and fhe use of aclive coping statements, werg
identified in those parficiponts ot an increased risk of camying the fragile X gens,
Llozarus and Folkman (1984) describe coping os consisting of two different
strategies, problem-focused coping and emotional-focused coping. The findings
from this systematlic review suggest that women at high risk of being a camier of
fragile X engaged in problem-focused coping by managing their health fhregt
through genetic testing, and if found to be carmiers. by changing their reproductive
intentions. They engaged in emofionalfocused coping through threat
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minimization and active coping statements. Similar coping mechanisms. have
been found in other studies looking ot the psychosocial impac! of waiting for or
receiving genehic test resulls. Men and women interviewed in & qudlitofive stuty
about the Impact of genetic risk informaotion for hereditory breast cancer
(d Agincourt-Canning, 2006) reveagled that genetic information was ‘enabling’ and
ollowed participants 1o foke proactive measuras o confront the disease. In g
similar study, Lim et al. (Lim e al., 2004) idenfified that some participants reported
discovering their hereditary breosi concer mutation stotus gs o positive life-
changing expenence. Farticiponis who ook part in a study [Geoding et al., 2004)
in which suscepltlibility testing for Alzheimer disease wos conductied associoted
their motivation to partake in genetic testing with a preference to seek information

aboul hegith threats in order fo feal in control of ther health:. These studies

I.T.l

highlight that coping strate

les are used to reduce disiress by people undericking

0

genelic tesling, ooross the genslic iesting spechum

In agddion fo these coping strofegies aimed at lessening distrass, Lazarus
and Folkman (1984) describe a smaller group of cognifive strategies directed at
incredsing distress, For some individuals, there is o need o feel worse before they
can feel better, Selfl-blame; a coping mechanism found to be used by carriers of
¥ linked condifions. 5 ane such form of self-punishment individuak may use. This
deliberate emaotional distress may mobilise individuals inte action. Evidence that

women use seli-blame os a coping strategy has been idenfified in other sfudies: for

example, self-blame was found to be significanily corelated wilh both problem-

focused and smotional-focusaed coping strategies in a study of patients with
diobetes (luncay et al., 2008]. Sei-blome was also used as a strategy to cope
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with depression in a study of how primary care patients manage their liness (Brown

et al.. 2007)

Other studies, in which parficipants become aware of their comer status
through family history or newborn screening, have identified similar psychosocial
issues to those in this review, Fonos et al. [1999) recognized o number of coping
mechanisms used by parents of chilgren with alaxio-telangiectasic, including
rationalising their child's condition as g "stafistical quirk” (p.417). and imbuing the
occurence with meaning and significance through connecting it with the wider
sphere of human suffering or to the spiritual world.  Guilt was not however a
common finding in their study, and surprisingly when it was mentioned, It was in
reference to fothers. Undue concems about the hedlth of camies was also
identified in o minority of parents in a study assessing the impact of carrier status
information following newbaorn screening (Kol et al., 200%), as was g sense of
responsibility to share camier status Information with extended families.
Stigmatisation was also evident in a study which included participants from high
risk CF families whno did not want to learmn their carrier status (Fanos and Johnson,
1995a), For exampte, one untested woman was worned that she would be “less

desirable™ {p. 88] to men if thay knew she was a carrier,

While this review provides an overview of the psychosccial experience of
living as o conmier. it s important to keep in mind the Imifations of making
comparisons across different condifions, in particular CF and fragile X [the

condifions included most often in this review). These two conditions vary greatly in

terms of their effects on the aoffected individuol, the implications for the healih of
the comier. and risk of the carder hoving an offected child. Furthermore, variations
in study design, the different population subsets compared. and ihe obviows
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complexifies of comparng qualitative and guantitative data, mean that the
findings shoulad be interpreted with some degree of coution. For example. there
were inaicaions from some sudies that validoted scales detected no changes in
perceplion of health. However, when the outhors used in-depth interviews,
changes in health perception were evident (Bekker et al., 1994, McConkie-Rosell
et al., 2000). Some authors used the STAl fo measure anxiety, whereas others using
aualitative methods relied on participants’ own terminology. Studies using the HOS
were much more likely to identify evidence of stigmatisation that thase that did
not use this scale, as this scale specifically measures aspecis of self image. Future
systematic reviews may therefore benefit from the inclusion of somples involving
population grouEs which are more similar in kind in terms of risk to offspring, severity
of the condition or family history. Fulure ressarch studies may be better
synthesised if the studies focus on using similar groups of patients ond validated

1oDis.

Yet this does not necessarily mean the findings of the present review fail to
provide valuable insight into the psychosocial expenence of living as a carmrier. In
particular, the review provides an overview of the commonality of experiences
across condifions with different inheritance patterns, Furthermore the overview
identifies o numibber of issues thot collectively apply to camriers as @ group, because

of the familial nature of genetics.

29 Strengths and Limitations of the Review

As stated previously. findings from the review should be considered In light
of the difficulties and limitations of combining studies undertaken with different

study designs, subsets of the pooulation, measures and cutcomes. These factor
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may hove diuted the strength of the compaorisons.  Furfhermore, many of the

studies lacked theoretical models or presentation of a conceptual model to help
place the variables and their possible inferactions in context (Henneman et al.
2002a, Pastore et al., 2008, Watson el al., 1992). Such omissions possibly weaken
the volidity of the resulls. Nevertheless, in the present systematic themafic analysis,
the findings were able to be explained within established theoretical models of

coping and self-concept {Lazarus and Folkman, 1984, Shavelsonet al., 1974).

The systemafic review does have nofable strengths. Seven dotabases were
used to refrieve studies to maximize the chance of finding all relevant research. In
addition, several lterations of the search were conducied using different
combinations of keywaords, to ensure the search was rigorous. At the present time
there does not appear to be anoither systematic review In the literature thaot
compares the psychosocial experience of camer tesfing for autosomal recessive

ond X linked condifions; thus, this review provides unigue and useful infarmation.
2,10 Conclusion

The findings from this systemafic review provide insight into the variety of
psychosocial emotions experienced by individuals undergoing camer festing and
the commonality and differences of experience across different condition types
and inheritance patters, Moreover, the findings contribute o general overview of
the psychosocial impact of living as a carmier. Prominant themes that occur in the
iterature Include anmxiely. guill. relief. effect on self image. aclive coping
mechanisms, impact an reproductive issues and disclosure of test results. Varables

that influence the psychosccial effecis of camier testing include whether the

camer has an affected child, mode of inheritance, genetic counseliing and life
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Chapter Three:

Methodology

3. introduction

in this chapier, | will presant the method chosen o gather dota for the
content of the information rescurces. | wil begin by providing o brief
background 1o qualitalive research methods, locking at therr use within the
healthcare setting, and justifying their use in this phase of the doctoral study. |
will then present the grounded theory method, ond discuss why | felt it was the
maost suitable method for data analysis. Finally. | will describe the study design,
focusing on Yne recruitment process, ethical issuées, and he procedure used o

analyse the data.

32 Background

To investigate the psychosocial issues and expenences identfified in the
sysiematic review further and gather dato that would help inform the content
of the psychosocial information resources, qualitative research methods were
considered most suitoble os they enable in-depth exploration of the subject
matter. Qualltative research is concemed with the meanings peopie attacn 1o
therr experiences of the social world and how they make sense of that waorld
(Pope and Moys, 2006), The poradiam hos o number of key features that

distinguish it from quantitative methods. Instead of asking questions such as

‘hew many' or 'now much', measurements frequently uvsed in quantiatve
research, gudlifative research is concemed with the ‘how' and "why' questions

These are guestions which ore fundamentally concemed with the noture of

(L

social phenomana, a person's lived expenences. behaviours, emofions and




feelings [Strouss and Corbin, 1998). Compared fo quantitative methods, use of

gudglitative methods can provide a ‘deeper understanding of social
phenomena [Silvemarn, 2001). The methods used in qualitative research are
very different to those of quarnitative research. Methods such as interviews,
focus groups and observation are commonly used in order to obtain data as
opposed 1o using fechnigues such as multiple choice questions or scales
commaonly used in quantitative guestionnaires. Another distinguishing feature is
that this method enables the researcher to study people in their natural settings
as opposed to artificial or experimental ones (Mays and Pope, 1995a). Pecple
may be cbserved in their own homes for example. or interviewed in o way in
which they dre encouraged to falk freely. For these reasons, gudlitafive
research methods were considered most useful and relevant for gaining an in-
depih understanding of the psychosociol impoct of camler testing and
parenting o child with an undiognosed condition, the two areas focused on for

this doctoral study.

There has been considerable debate concerning the frusiworthiness of
gualitative resaarch, and how it should be judaed (Meyrick, 20058). Some of the
criticisms levied at gualitative research have been that it lacks scienfific rigour.
~onsists of anecdotal and personal impressions rather than valid ond relioble
findings and that it lacks repreducibllity. it has alsc been said that the results of
qualitative research lack generalisability, in that they only represent the
expernences of a small group or within @ parficular setfing (Mays and Pope

19950q).

Yet these criticisms rest on the assumpfion that there is some sort of
underlying “truth” that we are tryving to ottain through conducting social
research, a position rejected by the anfirealists. Supporters of this viewpoint

believe that people construct their own raalities in different ways, and maintain
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that the impossibility of @ confexi-free reglity precludes categorising some
versions of reality os "trustworthy" (Smith, 1984). Others mainfain that all
research involves subjective perception, but that there 15 an underlying reality
that does exist and can be judged using the same quality criteria (Mays and
Pope. 2000). Finally, a more modsrate viewpoint exists which maintains that
some guality criferia can be applied to both gualitative and guantitative
research, but thaot other criteric may have to be modified to account for
particular features of qualitotive research (Popay &f al.. 1998). This is a posiion
held by Meyrick [2008) who stresses that qualitative enguiry is not the same sort
of enquiry as quanfiitative research, which utilises different methodologies and
has distinctive gools. Hence we should not necessarily judge these itwo
methods using the same quality criteria, nor be bigsed towards guantitative
aspecis of rigour, A similar position is held by Mays and Pepe (1925b), who
assert that all research is selective and "depends on collecting particular sorts
of evidence through the prism of particular methods, each of which has its

strength and weaknesses” (2.109).

Whilst this conceptual debate 5 importont, various strotegies are
available within qualitative research fo ensure systemaoiic and self conscious
research design and data inferpretation, fo protect agoinst bios and to
enhance the reliablity of the findings. For example, the reseorcher can
demonstrate that appropriate methods hove been used through referencing
their use In similar studies (Meyrick, 20068). Reliability of data analysis can be
achieved by having franscripis coded by more than one ressarcher and
comparing agreement between the coders (Mays ond Pope, 1995D).
Furthermore, friongulation con be used as a methed to address the issue of

infernal validity by using more thon one fechnique or parficipant group to

comoborate findings (Barbour, 2001).




Qludlitative research methods have gained popularity in the healthcare

setting aver the past fifteen years: in 1995 the British Medical Journal ran a series
of arlicles advocating their ufility in health research [Brften, 1995, Mays and
Pope, 1995k, Pope and Mays, 1995). More recently, a further series of arficies
focusing on a vanety of gualitative research methods was published [Hodges et
al., 2008. Kuper et al., 2008. Eeeves et al.. 2008). Qualiative meathods have
been widely used in studies looking info the psychosocial effects of genetic
iesting on patients. For example, Anido et al. (2005) conducted a qudlitative
analysis of responses from women conceming their atfitudes fowards carrier
testing for fragile X syndrome. D'Agincourf-Canning explored the impaoct of
genetic sk Informatien from BRCA1/2 testing through in-depth gualitative
interviews [(d'Agincourt-Canning. 2004). Personal theories of inherdtance,
coping strategies and nsk perceplion in heredifany non-polypasis colon cancer
were analysed using qualitative methods In o study conducted by McAllister

(2003).

3.3  Study Design

Semistructured interviews were chosen as the primary method for
collecting data as this method would enable me to explore the subject's
thoughts and beliefs in great detail, whilst covering a number of relevant issues
Furthermore, It is a method likely fo produce rich and complex data, Semi-
structured interviews are widely used in the field of genetics as highlighted in
studies Included in the systematic review |Bekker et al., 1974, McCankie-Rosell
et al., 1997, McConkie-Rosell et al., 2000, McConkie-Rosell et al., 2001, Williams

and Schutte. 1997).

There are a number of methods hat have been exfensively used 1o

analyse qudlitative data and that might have been suitable for this particular

R4




study. These include discourse analysis (Potter and Wetherell, 1987),
interpretative phenomenological analysis (Smith, 1996) and grounded theory
(Glaser ond Strauss, 1967). Interpretative phenomenoclogical analysis [IPA) aims
to explore in detall the individual, personal and lived experience and examine
how porticipants make sense of their personol and social world, as opposed to
attempting to produce an objective record of the event itself. This method of
analysis also emphasises that research & a dynamic process in which the
researcher is an active participont. The participant's experience is seen
through the lens of the researcher, who will carry his or her own conceptions. In
this way the process is interpretative as the researcher is engaged in making
sense of scmeone's experience [Smith, 1994), The methodology of IPA entails
firstly a close examinagtion of the doia followed by identification of nificl
themes, clustering themes and finally identifying connections between them.
The researcher then produces a namative account of therr interpretation of the
participants' experience (Smith and Ostorn, 2003). Even though IPA has s
roots in psychology, it s now widely used in health and dlinical psychology
[Donnison et al., 2009, Kay et al., 2009). Whilst this method would have helped
me to understond how partficipants made sense of their expearience, it would
not necessarly further my understanding of why these experiences fake place
or why there maoy be differences between individuals (Willig. 2008).
Furthermore, the aim of this method is not o develop a theory that can guide
action, such as informing recommendations for health services or health policy.

Far these reasons if was not considered the mosi appropriate method.

Similarly, discourse onalysis was also considered as a possibie method to
use In this study as it is a method thot has been widely used in the field of health
psychology ond in particular in the field of genetics. in recent years [Arlbas-
Ayllon et al.,, 2008, Babul-Hirji et al,, 2007, Williams aond Noyes, 200%). Discourse
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analysis holds that language is represented not as reflecting psychological and

sociol reality but as constructing it. Thus there are no objective truths; instead
language is the building blocks of ‘social redlity’. The main fopic of interest is
the underlying social structures, which may be assumed or played cut within
the conversation or text. The way we can gain a beffer understanding of social
life and social interaction, is through the study of social texts and interviews,
looking at the tools and strategies people use when they communicate, such
as their choice of waords, use of metaphors, and so on (Potter and Wetherell,
1987). Potter and Wetherell describe a number of steps to perform when doing
a discourse analysis. First, there is a close examination and coding of the text.
logking for themes, ideas, views, roles, and so on. The researcher |looks for
recurrent paftems shared throughout the dato. Wider discourses are then
identified. developed and revised e.g. a blomedical discourse or a
psychological discourse. The function of the text s also considerad. Although
using discourse analysis in this study would have provided an undersianding of
how the interview participants constructed their own version of events, and
identified commanly shared patterns of talking, the aim of this method is not to
guide action which was one of the main desired outcomes of the study. For this

reason it was not considered the most appropriate methed to use.

Grounded theory [(Glaser and Sirauss, 1947) wos developed by two
s, Bomey Glaser and Anselm Strauss, who were in part protesting
against the fact that so much sociological research was based on pre-existing
theones. In response, they developed an inductive method of data analysis
that was ‘grounded’ in the dato, and that enabled a theory to emerge or be
discovered (Willg, 2008). The method was devised while researching the

experiences of chronically il pafients, with data collection and interpretation
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following a systemafic, clear and precise method which offered guidelines for

the verfication and validation of findings (Payne, 2007).

Even though Glaser and Shauss published The Discovery of Grounded
Theory in 19467 (Glaser and Shrauss, 1967 # was not unill the iale 1970's that the
method began to gain popularity in studies reloting fo healincare and healih
psychology (Atwood, 1777, Mullen. 1278). The theory ilself has also developed
in @ number of ways since its incepiion. The original text (Glaser and Sirauss,
1967), is regorded as the 'classic’ account of the method. Since then however,
Glaser and Strauss have differed in their views concerning what constitutes the
‘correct’ opprooch to the method, Glaser upholds the original methodology
which states that theoretical insights emerge direcily from the data if the
researcher frees him or herself from any previous theoretical knowledge (Glaser
and Strauss. 1967). However for Sirguss (Strauss and Corbin, 1990) the idea of
the resegrcher freeing himself from any previous theorefical knowledgs is simply
not feosible. Sirauss and Corbin therefore proposed the ufilisation of a
specified theoretical framework based on knowledge of human action and
certain theoretical concepts when explaining the phenomenon researched.
Claser was haowever critical of this method, claiming that the method was oo

prescriptive and "forced conceptual description” [(Glaser, 1992 p.5).

Another Tundamental issue which Glaser and Strauss disagreed over was
the timing of consultation of the literature. Strauss and Corbin (1990) advocate
reviewing the literature eary on In the study as it stimulates theorefical
sensifivity. provides a secondary source of data, stimulates guestfions, directs
theorefical sampling. and provides supplementary validity, Howeaver, Glaser
[1992] strongly disagreed wiih this stond and believed that professional
literature should not be examined until codes and cotegories had begun 1o

emerge from the doto.
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Despite these conflicting opinions, there remain o set of fundamental

features associated with the grounded theory methed. The process begins with
the identification of an area of interest which may have been relatively ignored
In the literature or given little attention (Payne. 2007). The aim s for the
researcher to build his or her own theory from the ground (Strauss and Corbin,
1998). Sampies are selected purposively in order that the sample can
contribute fto the fopic under investigation (Payne, 2007). Durng dota
coltection, interviews or focus groups (any source of textual data may be used
but these are the most common) are franscribed and caotegories are
developed from the data by ‘open coding' of the transcripts (Payne, 2007).
This mearis idenfifying and labeling meaningful units of text, These are
clustered into categories which are concepts that stand for a parficular
phencmenon (Strauss and Corbin, 1998). Cotegories are usually descriptive to

begin with dnd become more analyhic as the process goes on.

As coding contfinues, the number of new categories emerging frem the
data will generally progressively reduce, until no new examples occur. This s
described as saturation (Glaser and Strauss, 1967). At this point, the specific
properties and dimensions of the categeries can be further developed through
constant comparisan. This refers to examining segments of the text against
previous categories for similarties and differences (Strauss and Corbin, 1998). At
this stage, theoretical sampling of porficipants who are specifically selected 1o
help fest and develop categaries further and test ernerging theories occurs.
Theoretical sampling, which is both guided by and contributes to the emerging

model, is a key feature of grounded theory [Payne, 2007).

Axial coding 5 used fo relate calegories to their subcalegories. Axial
refers to coding ground the axis of a category, linking cotegories at the level of

properties and dimensions [Strauss and Corbin, 1998). Throughout the whole
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process, researchern are encouraged to write memos to record any thoughts,
Interpratations, questions ond directions for further data collection [Strauss and
Corbin, 1998). In the final stages, a core category which has major explanatory
power is identified which may build into an emergent theory. To validate the
theory, the researcher returms fo the dota fo check it against seaments of the

text (Payne, 2007).

Grounded theory provides g systematic and rigorous method of data
analysis, with specific procedures such as coding and memao-writing, to ensure
that the analysis is fransparent and any evolving theory remuains closely tied to
the data. However, as is the case with any research method, it doss have a
number of limitations. Theoretical sempling is a key component of conduciing
grounded theory. However, as Backman and Kyngas point out [1999), using
this method, the researcher may make conclusions that are based on his or her
preliminary analyses, which may influence too strongly the subseguent datfa
collection and the emerging theory. The method also requires the researcher
to commit to a time-consuming ond leng process. Where time or budget
constraints exist, the researcher moy hove to compromise between the
demands of the opprooch ond the resources available. [(Backman and

Kyngas, 199%)

Conrad (1970) ond Riessman [1720) suggest that fracturing the data in
grounded theory might limit the researcher's understanding, as the alm is
analysis of the data rother than the partrayal of the subjects’ experience in full.
Another criticism of grounded theory is that is does not address questions of
reflexivity satisfoctorily. Dey suggests ihat even if we do 'discover' categaries.
what we discover will depend to a certain extent on what we are lcoking for
(Dey, 1999). Hence. whatever emerges from the data is in some way shaped

by us as researchers, our parficular ogendaos and our preconceptions. One
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way fto ensure as far as possible that emerging concepts are grounded in the

daia s to document in detail each stage of the research process, for example,
through memo-wrting. This increases reflexivity and demonstrates the ways in
which the researcher's assumptions. views and beliefs have shaped the
research (Pidgeon and Henwood, 2004). Using independent coders also helps
to ensure that the findings have an approprctle degree of trustworthiness

(Barbour, 2001).

Despite these limifations, grounded theory was considered o be the

most suitable method of analysis for a number of reasons:

1, itis a method which Is likely to offer insight, enhance understanding
and provide a meaningful guide o action' [Strauss and Corbin, 1998
p.12). By using this method, insightful accounts that would inform
genetic counsellors, health poficy makers and academics were likely
to emerge. Furthemmore, the findings could be used 1o underpin the
content of the information resources;

it is suitable for exploratory and explanataory ressarch (Poyne, 2007)

b

Thus it was a methoed considered parficularly usetul for explonng the
impact of parenting o child with no clear diagnosis. an area of

aenetics in which very little research cumentlty exists;

Cad

the method aims to enable the reseorcher to elicit parficipants'’
understandings, perceptions ond experiences of the world [Payne,
2007). Therefore, the findings should represent the reality of the
phenomeana under investigation and not a subjective interpretation
of reaglity, This aspect of grounded theory was impoertant as the gim
was that the information rescurces would reflect ‘real world'

experences
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4. grounded theory method provides an explanatory framework with
which te understand the phenomencon under investigation [Willig,

2008). and so guides the research process: and

L

it was hoped that by using grounded theary, major themes and
possible theories relating to the two issues under examination, would

emerge frem the data (Strouss and Corbin, 1998).

in oddifion, | decided to use the methods described by Strauss and
Corbin (Strauss and Corbin, 1998). This was firstly because | felt that my existing
knowledge of some of the key psychosocial concepts related to genetic
testing would prohibit me from approaching the subject without any previous
knowledge. as Glaser advises. and secaondly, because | felt a literature review
was useful in order to clarify concepts, and gain a deeper understanding of the

key gueshions thot needed to be asked during interviews.

34  Ethical Approval

Full ethical approval was oblained through the Natfional Research Ethics
service (Appendix 1) ond Research and Development (R&D] approval waos
given from Guy's and 5t Thomaos NHS Foundation Trust [Appendix 2). Approval

for the study ws also granted by the University of Plymouth ethics committee.
3.5 Participants

Participants were invited to parficipate in either the carier testing sub-
study or the 'non diagnaosis' sub-study.

3.5.1 Carrier testing sub-study

In order to achieve maximurn varation in the purmposive sample, | gimed o

recridit:

=  pboth maoles and females




»  participants who were identified os camiers of recessive conditions, X

linked conditions and chromosomse fronslocations, and participants
idenfified as non-carriers, ofter camier testing:

= carriers of monageable and non-manageable conditions:

»  parficipants with children [(gifected and non-affecied) and without

anag

i
8]
e
o
-

» participants who varied in

-y
i
LA

p how long ago they had

recelved ther test results,
Parficipants were excluded if they were:

= mutation positive for adult onset conditions or other dominanily
inherited autosomal conditions;

= children or adolescents (under 18 years of age|;

= camers without sufficient grasp of the English longuage: or

« camers who were not competent to consent to the research.

£
(T

-2 ‘Non-diagnosis’ study

In order to achieve maximum variafion in the purposive sample, | amed to

recrult:

» both males and females

» parents wha were still aclively searching for a diognosis for their child
and those for whom it was riot o priority;

= non-diagnosed children who varied In age:

»  parents of children where the child without a dicgnosis was an only
child and parent of children where there was more than one child
in the family;

= parents who had a ‘working diognosis’ for their child and parenis
without; andg




= parents who found out there was an undiognosed condition when
the woman wos pregnant, and parents who found out after the

child was Gorn.
Participanis were excluded if they:

= did not have sufficient grasp of the English language;
= were under 18 years of age: or

=  were not competent to consent to the research.

3.6 Recruitment Process

All parficipants were recruited through the South East Thames Regional
Genefics Service (Guy's genefics department]. Guy's genefics department
were informed of the study before | applied for sthics approval. They agreed
to act as the lead for the study once ethics approval was granted. Once
ethics was granfed. | met with one of the genefic counseliors from the service
who agreed to take responsibility for sending out invitations. The leod
counsellor was informed of the inclusion and exclusion crteria and the ideal
purposive sample for the study, Other members of staff from the department
were also informed of the study and asked to identify aond suggest potential
parficipants. Purposive sampling was used to ensure participants with a variety
of experiences were recruited o the two sub-studies. The lead member of staff
from Guy's genetfics department idenfified parficipants that weuld be maost
relevant to the study and sent ocut the invitations. This consisted of a letter from
the department (on ietter headed paper) siating their involvement in the stugy
(Appendix 3) and a patient information sheet from myself on letter headed
paper frorn the University of Plymouth (Appendix 4 and Appendix 5). The

patient infoarmation sheet provided information conceming;:

»  what the study was about,



=  why it was being done;

= what would be invalved it the parficipant agreed to take part;

=  what would happen if the participant changed their mind about
being involved in the study once it had started: and

»  my conioct defais if the poteniicl parficipant wanted to ask further

guestions or be involved.

The last page of the information sheet was a reply slip which could be retumed
to me in o pre-paid envelope. The potential participant was asked o retum
the reply slip whether they wanted to parficipote or not. It the potential
participant did not wont to be involved in the study it was stated that this was
‘absolutely fine' but they were asked te briefly explain why. This was
considered useful information because knowledge of the reasons why
participants were unwilling to participate could help inform recruitment for
future studies. Potentfial parficipants were only invited to participate in the
study once. IF they did not respand o the inifial invitafion they were nof

contacted again.

3.7 Ethical Issues

A number of procedures were put In place to ensure that any ethical
issues that might arise as o result of the inferviews were anficipated and able to

b

(1]

addressed appropriately,

3.7.] Consent

A pafient information sheet (Appendix 4 and Appendix 5) was sent to
potential participants explaining the study. The patient information sheet
explained that if any difficulties arose as a result of the interview the participant

T AR
eneic

would be put in contact with an appropriate person (such os g ¢

{02

counselior] If the parficipant felt it was necessary. [t was also explanad that the
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parficipant could change their mind about participating in the study at any
time. withdraw without giving a reason and request that their details. audio-
tapes and franscripts be deleted. My contact details were included on the
patient information sheet if the potential parficipant wanted further

information.

Before the interview began the reason for the study was explained once
again and any guestions were answered, Permission was sought fo record the
inferview and parficipants were asked to sign a consent form [Appendix &).
Any partners present during the inferview were also asked to sign @ consent
form. The consent farm staled that the paricipant had read and understood
the patient information sheet, understood that their participation was voluntary

and agreed to take part in the study.

372 Freedom from coercion

The patient information sheet stated that § the potential participant was
not interested in being interviewed, this was 'absolutely fine'. Terms such s
'‘willing te help' were olso used to ensure potential porficipants did not feel
pressurised inte parficipating. Participants were informed that neither their own
medical care nor that of their child would be affected by either accepting or

declining fo be involved in the study.
g ¥

373 Confidentiality

In the paotient information sheet it was explained that the interviews
would be audio-taped and fronscribed, but thot all franscripts would be
aronymised by changing names and other personal details. This would ensure
that any comments made by the parficipants were anonymised when the
findings were presented. It was also clarified that no one other than those

resegarchers iInvoived in the study would hear the interview or read the inferview
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transcrpts, and all persanal details would be kept securely and not passed on

to anyane else. This was reiterated before the interview began.

All intarview dotg including audio-fies and transcripts were kept in a
secure office; on an encrypted memaory sfick which anly | haod access 0. Ta
safeguard confidenfialify. oll porficipants were assigned an idenfiicalion
rumber so that their identity was not known by anyone other than me. No
names or distinguishable choracteristics were used when writing up the study or
when using quotes from the interviews. Personal data will only be kept for three

years, after which time It will be destroyed.

3.8 Data Collection

Face io face interviews were organised with parficipants who responded
fo a joint invitation from Guy's genelics deparment and from me tc be
involved in the study. Foce to face inferviews were considered to be the most
appropriate method as it enables the subject matter o be pursued in-depth
and provides the oppoertunity to probe and ask follow up question if necessary.
The advanftage of using foce fo face inferviews rather than telephone
interviews s that non-verbal cues from the inferviewee are more lkely 1o be
picked up, and any discomfort or stress can be more ecsily detected. The
questions asked in the interviews [Appendix 7 and Appendix B) were informed
by the litaerature reviews aond were chosen in order to elict as much
understanding as possible about porticipants’ psychological and social

experiences,

The topic guide for the carrier testing sub-study was designed to
examine issues including:

»  why the parficipants hod decided to undergo carrier testing;

»  he emotional imoact of receiving the fest result;
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* whather there had been any long term psycholegical impact;
= what decisions had been made based on the fest result; and
= whether they had passed the information on to other family

members.

The iopic guide for ihe non-diagnosis sub-study was designed to

examine issues including:

=  when and why parenis started searching for a diagnosis;

= whether they were still searching:

= what information they hoped a diagnosis would provide:

=  what had been the main issues. both practical and emotional, that
had arisen as a result of not having a diagnosis; and

»  what advice they had for ather parents in a similar position.

Questions which addressed less sensitive topics, such as when the
participant first storfed looking for o diognosis. were asked first and more
difficult or sensitive topics were addressed further on during the interview. Draft
questions were sent o relevant patient groups in order to ensure they were
relevant and clear, and amendments were made in light of their suggsestions.
In addifion. gquestions were refined and amended over the course of the
interviews to take into account possible theories emerging from the data. In
this way, potfential thecries could be challenged or elaborated on during
interviews. Where both pariners had undergone carrier testing, the participants
stated o preference to be interviewed fogether. In these cases the same
questions were asked to both porliciponts and any differences in responses
were explored further. Each interview was recorded, with the subject's
permission, so that it could be reproduced verbahim. This was so thot o detalled

analysis-of the franscript could be performed atf a later stfage. |t also ensured
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that there was no bias by the interviewer. interviews ware conducied befween

December 2008 and August 2009. Interviews were then transcriced by myself

aiven a code numizer and the names changad in ordér to ensure anonymity.

3.9 Recruitment and Interview Procedure

(W

Staft from Guy's genetfics deparment were approached o be
involved in recruiting for the study and agreed, subject fo ethicdl
approval.

Ethics Approval was sought from The Joint UCL/UCLH Commitiess on
the Ethics of Human Research (Appendix 1) and R & D approval from
Guy's and St Thomas NHS Foundation Trust (Appendix 2).

Participants fitting the selection criteria were approached by a letter
frem Guy's genefics depariment (Appendix 3) highlighting the staff
involvement in the study and including o patient information sheet
[Appendix 4 and Appendix 5) from myself, The patient information
sheet detailed the reasan for the study, why they were being asked
to participate and what they would be expected 1o do. Ethical
issues such as confidentiality and the right to withdrow at any point
were also addressed. Those who were interaested in being involved in
the study were asked fo either complete the section at the boltom
of the information sheet and return it, £ mail or telephone me.
Invitations were staggered In order o maximise vanahon in
participants.

Participants who responded in faveur of being In the study were
contacted and an appointment made to visit them in a place of
their choosing at o convenient fime. All chose fo be interviewed of

their home.
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4. Before the inferview began, the reason for and aims of the study
were explained in person to each participant. Each porficipant was
then osked fo read ond sign o consent form [(Appendix &).

E

Participants were osked if they had any questions before the
interview begon and permission was sought to record the interview

on-a Dictaphene.

e

The poaricipants were interviewed using semi-structured interview
fechniques. Draft guestions ([Appendix 7 and Appendix 8) had been
opproved by the Ethics Committee ond had been tested out with
patient groups.

8. | ftranscribed the toped interviews (an exomple of a transcribed
interview can be fourd in Appendix 7). Names and identifying
features ware changed to protect the anonymity of the participants.

Transcripts were kept on an encrypted memory stick In o locked

office.

3.10 Data Andlysis

The grounded theary method (Strouss and Corbin. 1998) was used to
analyse the interview data. Data collection and analysis was done
concumently (Strauss and Carbin, 1978). After the first few interviews had been
conducted, franscripts were coded fo establish themes which were clustered
to form cotegones. Any major themes and possible theories from the dato
were then worked bock into the interview queastions so that the ssues could be
probed mare closely., Data analysis also progressively focused the sampling.
The process of recruitment, inferviews and data anglysis was ongoing until

saturation was reached and no new caotegories were emerging. This was

achieved affer nine months. Al this point the lead counsellor at Guy's genetics




department was informed and e more invitations were sent out The

procedure used fo analyse the data will now be described below

To focilitate the grounded theory process, the software package

X

NViva, version was used [QSRE Infemafional, Pty Lid). This
programme facilitates the indexing and retrieval of data, and all
coding and cotegorising was done using NVive (an exomple of
coding can be found in Appendix 10).

As transcripts were imported into NVivo, attribute information, (e.g.
sex, carier type, age of undiagnosed child ete) was created and
stored for each case.

The first two transcripts were read repeatedly. During these readings.
any words or phrases that were considered impoartant or meaningful
were coded through fhe creatfion of 'nodes'. a storage area in
MVivo for referencing coded text, This process is known as ‘open
coding’ and the coding was descriptive in nature. Where possible
names of codes were taken directly from the text ['in viva').

As more interviews were transcribed and coded, similarifies between
the codes staried to oppear, and general categories were
developed inte which codes could be appropriately piaced. This
was facilitated using NVive by creating ‘free nodes’'. Each category
had g number of branches benaath it into which codes that retoted
to that category were placed. Sorting codes in this way enabled
comman properties and eary comparisons to be made. During this
process any overall fhoughts, interpretations or guestions reiating o
the data were noted separately as ‘memaos’.

During the coding process, one of the transcripts was sent fo a
supervisor to code. The codes and emerging categornes were then
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compared 1o ensure inter-rater reliability of the findings., Any
disagreements were discussed until consensus was reached.

The process of interviewing, coding and categersing was fluid and
confinuous. As the anglysis of the interviews continued, datg were
coded either info pre-existing codess or new codes were developed,
and these codes were clustered fo forrmn cafegories. The infterview
schedule was also continuously amended in order to probe further
any interesting observations or theories emerging from the datao
[theoretical sampling), For example, during the first few inferviews in
the carrier testing study, it became apparent that there had been a
change In self-concept for some of the camiers. | therefare
amended the fopic guide so thatl | could explore this area further
guring Inferviews. Furthermore, during these interviews it became
apparent that the experience of carmier festing varied greolly
between those participants who were tested as a result of having an
offected child, and those who were tested because of g family
history or ethnic bockgreund, This was fed back fo the lead genetic
counsellor, who then fried to recruit porficiponts from these tweo
groups. Conducting the Inferviews and analysis process in this way
ensured thal it was iterative and early data collection and analysis
was informing subsequent sampling.

During the process of theorefical sampling. where possible 'outliers'
(negative cases) were recruited to test the emerging theory. For
example. for the study assessing the impact of parenting a child
without a diggnosis, difficuities occessing services was a prominent
theme in the findings. To test whether this was also the case when

there was a diognosis, parficipanis who had o 'working diognosis'
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(even if genetic festing was still ongoing) such as autism, were
recruited into the study. This then enabled me lo compare the
experiences accessing services across these two groups.

Categories were checked and compared against segments of the
fext [constant comparson) fo identity any sirnilarifies omong and
differences between them. During this process cotegories were
revised, relabelled, merged or split. For example. the category
'‘coping mechanisms’ was divided into subcategories of ‘emofional
coping mechanisms’ and 'behavioural coping mechanisms' to
account for the difference between aciivities such as information
sesking which is an action, and ‘remaining positive’ which is more of
an emohonal state. Previously coded franscrnipls were revised and
recaded.

To further develop emergsnt concepts info higher-level analytic
concepts, categanies were examined In order to identifty links and
relationships between them and their subcategories [axial coding).
The coding stripes function of NViva was particularly useful during this
process as it provided a visual overview of how categories related to
one another. For example, frustration was one of the categories that
had arnsen from the daia derived from parents. To gain insight info
how this might canifribute to the psychosocial effect of parenting a
child without a diagnosis, | examined the coding stripes attached to
this node to identify any potential relationships with other nodes. This
revealed that communicafion was an important subcafegory of
frustration. Analysing the data in this way generated new lines of
enquiry and subsequently helped the development of a theory.

Concurrently, annotafions and memos were being confinuously
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developed to reflect on the process and capture any thoughts.
guestions or explanations relafing to the data. This ensured that they
were not forgeten.

Interviews and subsequent coding confinued unti no new
categories were emerging from the doto. At this point it was felt that

saturation hod been reached.

. Category development confinued untii no new propertles,

dimensions or relafionships were emerging [theoretical saturation).
At this paoint, more thegretical, higherdevel analytic accounts were
developed (selective coding] by integrating and refining the major
categories. The aim was also to identify o core caftegory which
related to the other sub-categoriss.

Possible core coiegories were then 'bounced' between the
supervisor and me. This proved to be a very productive way of
tesiing hypotheses and possible theories. Diagrammatic
reprasentations (Figure 4.1) were used to reprasent the connections
between the categories. and helped provide a visual 'storyboard’
This heiped In devising an emergent theory. Furthermore. o
theorefical model based on grounded theory method and
developed by Morow and Smith (1995) (Figure 5.2) was adapted fo
help conceptualise the emerging theories.

The emergent theory was then grounded by retuming to the data
and validating it against segments of the text. Furthermore, as many
of the findings were used to inform the confent of the information
resources. respondent validation oceurred during the drafting stoge

[Chapter Siz). The guesfionnaire sent to patients during the pilof
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study was also angther method of validating the key finding
resulls from this final validation are discussed in Chaopfer Bght
3.17 Conclusion
i this chapier | have described the methods to recruit parhcipants

sels of interviews will now be




Chapter Four:

Interviews with Parficipant who Have Undergone Carrier Testing

4.1 Introduction

The methods used to analyse the carmrier testing inferview data were
described in the previous chapter. In this chapter. | will begin by infroducing
the key findings from the inferviews. | will then present and describe o theory
that encapsulotes the overorching experience of participanis undergoing
carrier testing. | will present research evidence to support this theory, including
the findings from the systematic review. Additionally. | will discuss the secondary
themes identified during data onalysis and link these to established theoretical

concepts.

Quotations [(in itolics) are used tfo llusirate the points made in the
analysis. Al nomes have been changed fo protect the idenfities of the
parficipants. Cormments made by myself will be marked in bold italics. Codes
such as CT1 (Camier Testing 1) are included at the end of each quote to identfify

the interview, and line numbers have also been included.

4.2 Saomple Characteristics

Thirty invitations were sent out fo invile parficipatfion, of which eight
responses (27%) were received. In two cases, both poriners had taken o camier
test ot Guy's genetics department and both agreed to parficipote in the
interview. In one case, one of the parficiponts had taken a camer fes!
previousty but not ot Guy's genetics depaortment, bul agreed to be

interviewed. In total, eight interviews were conducted with 11 participants.

mterviews lasted between 30 to 50 minutes.




des were derived from the intervi

'1

Jata; these were organised info 15 categories. The number of new codes that
resulted from each interview is shown in Table 4.1. A decision was made to stop
conducting interviews after interview number eight. Very few new codes were
being generated after the fifth interview and no new categories had emerged
since the fourth inferview. | felt therefore thot saturation hod been reached

Table 4.1 Number of new codes and categories derived from each interview

Interview New codes

C?ﬂ- 7 0
ci4 14 [
Ci5 14 0

343

4.2.1 Demographic characteristics of the participants

The characterstics of the parficipants are descnbed in Table 4.2 and
cussed in more detal below. In keeping with the grounded theary

approach. maxmum vanahon across the sample was sought



Table 4.2 Pseudonyms and characteristics of parficipanis

Interview Pseudonym Gender Condition Family Affected Unaffected How long test results Carrier
history child children known
CH Diane Caol F FX ro VES (%) 3 mariths WES
Cr2 lo Green F H yes [ l clways suspecied bul YEs
confimed 2 vears ago
c13 Caaail (Gss F ZF no yes i |4 yaars Ve
CTda Cloiire Hives F T8 no e I 15 vears but canfirmed Vg
B yeors ago
CTdb 20T Hives Lo T WS e | 20 wecrs bul cantirmed WS
8 yeors ago
CT5 sally Might [ baldhced no no 2 carry balanced 19 yedrs ado yas
trans translocdtion, |
lacation LNSLITe
CTén Lezcah Broswen F ahA WER o e 2 waaks WG
CTéb lan Brown i SMA no ne o 2'weeks ne
CT? kim Bale F AL ala] WS | 3 months no
CT8a Cindy Cacks § CF WS (al] 1 2 monihbs Fic
Cléb I Ko A GF no ne no 4 years e,
Mote; F = fermale; M =male; FX = fragie X H = haemaphilia: CF = cyshe fibrasis: 75 = Tay-Sachs; SM#& = spinal muscular elrophy: DMD = Duchenne muscular dysfrophy
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Manageabile and nor-manageable condifions

There was a range in life expectancy and seventy for the condifions for
which camier festing was carried out. Spinal muscular atrophy (type 1) and Tay-
Sachs disease are non-treatable conditions ond both result in short life
expectancies. uvsually around two years and five years of age respectively
{Bach et al., 2002, Gason et al., 2005). Cystic fibrosls is now considered to be o
mandgeable condifion ond accaording to Uk CF daid, life expeclancy &
estimated to be greater than 50 years of age for those born in 2000 [Dodge et
al.. 2007). The life expectancy of a person with haemophilia (if treated
adequately) and fragile X is gpproaching that of the general population

(Partington et al., 1992, Tagliaferri et al.. 2010j.

In the case of someone with a balanced chromosome fransiocation,
there are a number of possibilities in terms of the status of the offspring in any
pregnancy. The pregnancy may end in miscamage; the child may inhernt an
unbclanced franslocation and may be bomn with some degree of
develcpmental delay or leaming difficulfies; the child may inherit the same
baolonced franslocation as the mother and not have arny health or
developmental problems as a result of the franslocation: or the child maoy
inherit entirely nermal chromosomes (Bache et al,, 2007, Pazarbasi et al,, 2008,

Stephenson ond Sierra, 2006)

Previous knowledge of caondition in the family

In four cases [(CT2, CT4b, CTéa, CTBa), participants had da family history of
the condition for which they were being fested. In seven cases fhere was no
family history of the condition (CT1, C13, CT4g, CT5. CTéb, Ci7. CT8b), however,
in two cases [(CT4a, CT4b). Tay-Sachs screening had been conducted as a
result of the participant's ethnic background. In two cases the test hod been
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taken because the pariner was either a carmier (CT8a), or at risk of being a

carrier (CTéb).

Length of time since participant received test result

The length of time since the participant received their test result varied
from two weeks to 20 years. Five participants had been aware of their results
for three months or less, and six participants had been aware for a year or

longer.

Ethnic background

Although information about the ethnic background of parficipants was
not requested at the time of the interview, it was acknowledged during the
interview that the tweo participants being tested for Tay-Sachs were both Jewish.
Tay-Sachs I8 a condition that is more prevalent in members of the Ashkenaz

Jlewish population than In other individuals.

4.3 Findings

The core concept thot encapsulated the ovemiding experience of
camier testing for parficipants was ‘reproductive empowerment’, as illustrated

by the following comment:

“Well once you know you are a camier and if your partner is a carier foo,
then you can moke decisions, [t means you have the power to make
decisions that are right for you, like whether you would abort if you found
ouf the baby had the condition. So it gives you that control which is a
positive thing." CT8b L262

During the carrier testing process, parficipants gathered information
which enabled them fo take control of and make informed decisions regarding
reproduction. They were olso enabled fo empower thelr {future) children as well

as other family members.
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A number of secondary outcomes emerged. Guilt was an issue that
appeared to be prominent for women with children affected by both X linked
and recessive condifions, The issue of stigmo was also prevalent, and there was
evidence to suggest that some participanis experenced an altered sense of
identity as a result of their camer status. Lastly, there oppeared o be
differences in the language men and women used to describe their experience

of camier testing.

4 3.] Empowerment

Reproductive empowerment emerged gs the ovemiding concept that
described both the parficiponts' motivation for camier fesfing, aond the
outcome of the counselling process. Parficipants' primary aim when accessing
genetic services was to manage their risk, or their families’ nisk, of having o chilg
affected by a genetic condition. In order to do this they gathered information
around the condition, the risk of having an affecied child, and the prenatal
testing opfions available. This information was passed on primarily by health
professionals. but support groups and the Intemet were also ulilised. Ammed
with this informgation, partficipants were then able to partake in autonomous
and informed decision-making regarding the most appropriate way forward.
Furthermore, they passed on information to family members, empowering them

to take control over their reproductive lives,
p

432 Managing risk - the main motivator for carmier testing

The most commanly cited motivatar for camier testing was to monage
one's reproductive risk. Two participants already had a child offected by a
genetic condition, three had relatives affected by a genetic condition, and
two were pariners of carriers. These parficipants were therefore aware that

there was a risk 1o any future children they mighi have and hence wanted o
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know for certain before having any [more) children, as this comment from John

highlights.

“We are thinking of starfing a family and there is a suspected CF gene in
my family through my nephew having CF, so we thought if was a
responsible thing fo do." CT8b Lé

Similarty Jo. whose fother had hoemophilia and it was therefore very likely that
she was a carrier, had a test fo confirm her camier status when she wanted to
have children. lo's experience of haemophilia had been very negative as it
had affected her father quite severely, and therefore she had put off having o

carrier fest until it became important for her fo know for reproductive purposes.

"And |'suppose I'd been avoiding having the test for years until | had to
for reproductive purposes as you say because | don't think | really
wanted to face up fo if. | think | was aveiding it for quite a long time until
| really had fo deal with it." CT2 26

Kim had been informed by her general practitioner that she might be a carrier
of spinal muscular atrophy, after her niece had been diagnosed with the
condition. As Kim and her partner lan wanted to start a family, they were
referred to the genetic clinic in order to identify and mange their risk of having

an affected child.

“So the doctor recommendead that we got tested because we want to
have children and 50 we decided o boih get fesfed didn™t we." Cléo L7

increosed sk of being a carrier due o ethnic background was another
mativator for carrier tasting. Claire and Sam, who were both Ashkenazi Jews
and therefore at increased risk of being carriers of Tay-Sachs disease. had both
been tesfed at a young age af their Chedar [religious) school. They hod had

their test results reconfirmed ot the genetic clinic because they wanted to have

children.




“Well it is quite prevalent in the Jewish communify and | used to go to
Chedar which is like Sunday school and jt was just something that was
offered to all the children | think when | was aboui 15 or 14 we weare
offered to be tested, and so | found aut then...So when our relationship
got more senious and we started thinking about children we got refested,
so it was confirmed that we were both camers.” CTda L7

4.3.3 Information gathering

Information gathering was a central part of the empowerment process.
FParficipants gathered information about the condition, the risk of having an
affected child and the various prenatal testing options available to them both
before and after testing. This information was primarily provided by genetic
professionals, howsver patfient support groups and the Intemet were also cited
as sources for further infoermation. The process of information gathering was

ongoing throughout the carmer tesiing process.

The genefic counsallor was a centfral igure who helped faclliiate the
empowerment process. All the parficipants in this study had developed good
trusting relationships with their genetic professionals, which ensured that they

telt supported and informead throughout the carier testing joumey.

“The doctor we saw was very calming and reassuring. She made us feel
very at ease. She provided us with all the information we needed at the
nght time. She was redlly good.” CTéa L2566

After reconfirming their camier status, Claire and Sam had visited the genetic
counsellor to discuss the varnous prenatal testing options availakle to them

during pregnancy.
"seeing Emma [the genefic counsellor] was very regssunng becouse
before then | hadn't really understood that there was this thing called a

CV3S test or amniocenfesis and so it was just good to have a professional
eyplain all the different gptions. It was very helpful" CT4qg (738

Discussion had alse focused around the fimings of invasive testing. Knowing

they were both cariers of Tay-Sachs and could undergo prenatal testing
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around 12 weeks of pregnancy enabled Claire and Sam to take conirol of their
pregnancy by identifying whether the fetus was offected at the earliest possible
stage. This was important as if the fetus was affected, they would be able tfo

have a termination of pregnancy as early os possible.

"What it did do, the information around the test helped us fto understand
how the fimings would work which was really important” CT46 L] |16

The genetic counsellor had provided information about the condition as well as
the prenatal testing options available, However, Sam and Claire had also
contacted a Tay-Sochs support group, who put them in fouch with a couple
who had had an affected child to help them more fully understand the

implications of the disease.

“Yeah that was really interesting meefing somebaody, they were both
camers and they had unforfunately had children who had the disease,
so fhat was actually quite upsetting.” CT4a 191

This had confirmed their decision to have a termination, it the fetus was found

to have the condition.

"Tay-Sachs is such a serious illness it was just then kind of obvious to us
that if | had had g pregnancy with Tay-Sochs | would have an aborfion”
Clda i ]12

For those that were opposed 1o fermination of pregnancy, altermnative
opticns could be investigated. For Diane who already had a child affected by
fragile X, knowing she was a camer gove her the opportunity to seek out a
prenatal festing procedure that wos more suited fo her paorficular beliefs.
Preimplantation genetic diagnosis (PGD) was an option that she had first heard

about through the Fragile X Sociefy.

"We went {o the Fraogile X conference in Birminghom and it was dedling
with future children and testing and all the various opfions open fo
camers who want o have fragile X free children." CT1 1207
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The support group had alse provided her with information about her san's

condition, and been a goad source of psychosocial support.

"We've found that! we ve got guite a lot of information and [they have]
passed a lot of infarmotion on and so it's been helpful thaot way. And
knowing that because some nights they work lgfe so if vou want to fing
them up and have a chat to them they will chat to you over the phone,
send things in the post, wark with the schools,” CTT 1230

Sally, whe was a carier of a balanced chromosome franslocation, had
locked for information in medical textbooks to understand the implications for o
chiid bom with her parficular chromesome imbalance: This was primarily
because genetic specidlists had been unable to pravide her with this

infommation,

“This was long before the Intermnet, but | went to the post-graduate centre
at [local] Hospital and looked up a lot of medical genetic books and
scared myself silly looking at all the various genetlic birth defects there
were, Parfly because at [the genetic clinic] they were unable to tell me
if | delivered a baby that had an unbalanced transiocation whether it
would survive, or what abnormolities it would have, and so | was frying fo
ook to see if there was anything in the textbooks and research papers
about g 9 and 10 balanced or unbalonced transiocation.” CTS L6

This information had given her o broader undertanding of the possible

implications of her chromaosome imbalance.

As well as gathering information about the condition and prenatal
testing options, knowledge and undersianding surrounding inheritance and risk
was another key factor thal informed decision-making. Cindy, whose pariner
John was a carrier of CF, had spoken to a genetic counsellor about her risk of

also being a camer and if she was, having an affected child.

‘She said there isa ! in 25 chance that you are a carmier. and if you are
statistically on average if we had 4 children 1 of them would have CF, 2
would be carriers and | would be affected.” CT8a L48




This information had been the catalyst for Cindy's decision to go ahead with
carrier testing. Similarly, the infermation Kim had been given by the genetic
counsellor had helped her understand the implications for her dauaghter and
nieces, if she was found 1o be a camier. This had been the primary reason for
her decision o go ahead with corler festing. Furfhermore. they hod
recommended thal her daughier should still be tested whaotever her own

results.

“The thing they were explaining fo me at the appointment is that they do
now realise that there is a chance that Susan is sfill potentiolly of risk, so
they would sfill recommend that she be checked." CI17 L87

The infermation gothered through specialists. the Intemet ond support groups
facilitated informed and shared decision-moking. Additionally, it enabled

parficipants to paoss en information to and empower other family members.

434 Informed decision-making

For those parlicipaonts who were jdentified as non-comers, the
knowledge was empowering becouse they were able fo begin their
reproductive lives knowing they were not at increased risk of having an
affected pregnancy. This proved o be o huge relief for parficipanis. both far

themselves as well as their family.

“It's a huge relief not having to feel like you had inflicted pain on other
people, even it it was negafive for them. | wouid have had fo ring my
sister up and say 'you re going to have fo get yourself tested’. and that
would have been really hard. So that was a huge relief.” CT7 L34

Yet for those porliciponts identified as carriers, whilst the information wos not
necessarily whot they wanted to heor. It was reframed in a positive woy that
enabled them to make fully informed and ocutonomous decisions around
reproduction. One of the benefits of knowing one's carrier status in advance of

a pregnancy was that participanis could find out about and think through

127




&

what options were most suitable for them based on their own partficular views

and beliefs. Cindy and John, for example, had engaged in shared decision-

=

making through discussing their feelings about raising a child with CF.

'We discussed whether or not we could cape with a disabled child, and
fo be very haonest about it we said we can't, we are nof geared up
mentally. And | know if you have g baby who s disabied you bond with
it, but | don't khow if | would, so we khew that if we did have an
[affected] child at 12 weeks we would have serously considered
termination.” CT8b L190

The information Claire and Sam had been given by the genetic counsellor and
the support group. had heiped inform their decision that they would go through
with Invasive festing and termination of pregnancy if necessary. Diane had also
made an informed decision that if she were to have more children she would

try to pursue the option of PGD

"We still want to have children but if we do we will do it through IVE." CT3
L108

4.3.5 Empowering other family members

Infarmaticn derived through the genetic clinic wos useful to parficipanis
themselves, but it was also importani for other family members. Providing
information fo children ond relatives was a motivational reason for carrier
testing cited by four participants. For Kim, whose son had Duchenne muscular
dystrophy, it was impartant for her o ind out whether she was a carmier
because her daughier and nieces were gefting to an age where they

themselves would soon be thinking about having children.

"If's not going to change anything for Taby, its more Susan [daughter]
that | was concemed aboutl. And by that stage my sister’s two girs were
geffing older foo. The aidest one was now 17, going on 18, so it's
beginning fo be the point af which they will need fo know one way or
the other,” CTZ7 L71




The testing process was a parficularly emotional and difficult experience for Kim
because it made her "wade through all the history of what hod happened”
(CT7 L®5) when her son was first diagnosed. In addifion, she felt parficularly
anxious about what her parenis-indow would think it the results confirmed she

was a carrier,

“I found it quite hard at the beginning thinking. ‘are John's family going
to think I'm a camier and have brought this ing'" CT7 L174

Gail also discussed how her camer fesf results would provide useful information
for other family memers, not just in the immediate future, but in the longer

term.

“You have to think abouf the long term and not just the short ferm. In the
end it's going fo help other people, other family members." CT3 L130

After having received their test results, participants were able to pass on
carrier information fo family members. thus empowering the wider family. All
parficipants had informed family members of their test resulis. in parficular those
who miaht be at an increased risk themselves. Kim had informed her daughter,
her sister and her two nieces. Diane had informed her brother. Other
interviewees spoke of infarming their 'extendead families’. As o result, a number
of family members had accessed the genetic clinic and had undergone carrier

testing.

"My mum had a brother and it's on her side of fhe family, because they
tested my parents just so that everybody in the family could all be fraced
and everyone could work out whether they were camiers ornot.” CT4 L14

The results of other family members’ test results had an emoctional impact on
some parficipants. For Sdlly, finding out her mother was olso g camier haod

resulted in her feeling less Isolated and her carrner siatus less significant.

"My maother's sister, my ount, carmies this as well so it has obviously gone
back three generafions and every fimea | found more peopie had if | think

129




| felf better because af the fime fhat it was just me | felt very singled ouf

and then once | found a lot of ather people had got it in the family and
had children and no problems whatsoever really or minimal problems |
felt this was just a nuisance, and nathing else.” CT5 L123

Maost parficipants had found the pracess of passing on camier information
to family members a positive one. Gail's mothar-in-law was pleased that she
had been informed that she might be a camer of CF, and hod gone on to

have tesfing herself

"But she was happy | fold her, and | gave her the details for Guys and
she went and did the test and we found out that she's a camier.” CT3 L70

Leah's sister, who had had a child affected by spinal muscular airophy, was

pleased fo find out that anly Leah and niet lan was a carrier of the condition.

“But elling them the results was not g problem. | mean | think they were
just pleased for us af the end of the day. that we were ok.” CTéa L1920

There were, however, examples of where there had been difficulties
communicating test results to family members. Diane had found it difficult to
speak to her relatives because her family was, as she described it, quite

‘broken’.

"It's just difficult to tell people in my family, my cousins who we don'f talk
to very much, we haven't been able to tell yet, | just find it very difficult
io iell them because there has been a lot of hardship, my mum and dad
have spiit up, and my dod passed away a couple of years ago so it's all
a bil broken families.” CT1 129

Jo found it difficult telling her parents-in-law that she was a hoemophilia carmrier
because she feli that she was "bringing a biight info someone else's family’
(CT2 L74). There were also a number of examples of parents reacting badly to
the news that they may be camers themselves ond therefore may have
unknowingly passed on the gene mutation. John commented that his mother

wan "odamant” (T L231) the mutation was not frogm her side of the family.
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Sally remarked that her mother "felf at first that she could not possibly have it"
(CT5 L133). Diagne's grandmother reacted by denying that it could have been

passad on from her.

"My mum spoke fo my nan and she said 'it's not from me full stop'. So
she blocked it off, she said '| didn't bring anything into the family'." CTI
Lige

Mevertheless, all the porticipants understood the imporfance of passing on this

information.

“I think that that is difficult knowledge toc have, buf obviously it's
important for ather people” CT5 L345

Whilst the dimensions of reproductive empowerment discussed above were the
most prominent and overarching findings that emerged from the data, o
number of secondary themes were also identified. | will now go on to lock at

these.

4.3.6 Guilt

The issue of guit was g prominent theme in those cases where the
participant already had an affected child. Three mothers, two of whom were
[or were llkely to be) carriers of recessive conditions and the other who was o
camier of an X linked condition. cited this as their inifial reaction when they first

received their test results.

"I felt very guilty about what had happened ond wasn't sure where |
went and wha!l happened next." CT1 L33

Kim also expressed feelings of guilt after her son was diagnosed, even though

this had not been confimed through a genetic test.

“So when it wos explaoined fo you about Toby's dicgnosis, were you !
aware thal you could be a carrier?”

“Yes, nght from the beginning. And to begin with that s a huge quilt,
and it's homible." CT7 L1111
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For Kim and Gail, this feeling appeared to have subsided over time. For

Kim, finding out she was not in fact a carmier, was likely to have been the key

factor. For Diane. however, the fesling still appeared to be prominent.
"I do feel guilly about having made Simon the way he is.” CT| L70

the issue of ‘grondmother guilt’ was also prevalent for Gail and Kim. Gail
described her mother, who had aolso found cut she was a carrier, as feeling
"really cut up abaut if. She felt guilfy” (CT3 L74). Similardy Kim. who knew that
she was likely to be g camier if her doughter was, commented thot her mother,
“found it very, very hard, and she felt responisible. She thought 'what have |

done without realising it, what have | caused”.” [CT7 LA]1)

4.3.7 Altered sense of identity

The issue of genetic identity and the effect that carmer knowledge had
on the partficipants’ sense of self was an area explored during interviews. For
the most part, there was no evidence that camers felt ‘less healthy' as a result
of their camier status. In fact, four parficipants made comments in which they
made explicit their awareness that being o carrier did not affect their health in
any way. The one exception was Dione who was aware thaot becouse she was
a premutation carrer of fragile X (35200 CGG repeats), she might experience
an early mencpause. Although she was aware that this would net impact her
general health, the prospect of an early menopause had made her feel like o

“ticking time bomb™ {CT1 L41].

£

For o couple of parficipants, knowledge of ther camer status had
caused a change in their sense of self (or genetic identity). For Sam, finding out

he was a carrier of Tay-Sachs had made him feel "more Jewish" (CT4b L132)




"It just kind of felt like some of the genefic burden I've been given along
with very short sight end o tendency fo get fat and things like thatl." CT4b
L153

Similarly. Leah felt differently about herself ofter finding out she was a carrier of

spinal muscular atrophy.

“Far 31 years you think there is nathing wrong end then all of sudden you
find out there is this genetic thing. If does feel a bit odd"” CTéa L2164

438 Stigma

The issue of ‘stigma’ was raised by three participants. Sam felt that there
was a cerfain sfigma or "shome" associoted with being ¢ camier of Tay-Sachs.

pariicularly with the older generation.

“There was this real kind of stigma thing that our parenfs' generation
have. which is a bit sad really and very unhelpful.” CT4b L148

His partnier Claire, who was dlso a camer, felt that her parenfs viewed it as o
"black mark"” agoinst her (CT4a L41). Similarly, John found that when discussing
his carrier status with friends, they reacted as if it was "o sexual disease thot's
about fo be pgssed on to them thraugh me" [CT8b L?8), suggesting that they

viewed it is as something negative.

4.3% Language variation between the sexes

There were prominent differences in the ways in which males and females
described their experience of camier testing. Male participants were more likely
to talk about ‘chance’ and 'risk’ thon female participonts were, suggesting
that they viewed it primarily os a mathemaotical ghenomenon rather than an
emational one. 5am, for sxomple, spoke of "understanding the odds”, and
that "fthe odds were in [their] favour” (CT4b L50) when asked how he felt about
being a carier. Likewise John spoke of having a "mathematical mindset" and

“thinking in a very logical way" [CT8b L&8) in comparison to his partner Cindy
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who was "fixated on the worst case scenarno” (CT8a L71}, lan said that he was

‘concenirafing on the percentages” (CTéb L370). In comparison, female
parficipants described the experience of carmier testing using emotive and
descripfive language. Describing the experience of waiting for their test resuits,
female parficipants used words such s "scgred” (CTS5 L110) and “nervous”
[{CTéa L22). Words such as "guilfy” (CT1 L33] "upset” (CT4a L34) and "gutted”
|CT4a L158) were used to describe the impact of being confimed as a carrier.
Similarly non-camiers used emotional expressions such as "absolutely delighteg”
[CT8a Li67) and "huge relief" (C17 L8é) to describe their experience. For lo
and Kim, the process of undergoing camier testing brought difficult past
emaotions 1o the surface again. "It did bring up a ot of emotions, and that was

hard™ (CT7 1L243).

4.4 Discussion

The number of participants in this cohort was small ond therefore the
findings do need to be treated with some degree of caution. Nevertheless, the
finding that empowerment summarises the main benefit pofienis denve from
using clinical genetics services, identified by McAllister &t al. (2008), Is further
confirmed through this study. Furthermore, | have exiended the work of
McAllister et al. by specitying 'reproductive empowement' os the key
outcome of camer ftesting. A number of prominent secondory themes
ncluding gquilt, siigma ond aliered sense of idantity have olso been idenfified. |
will now lock at these themes in more defail, beginning with a discussion of the

emergence of the core category,

4.4.) Reproductive empowerment - the core category

A number of stages occumed dunng the identification of ‘reproductive

empowerment' as the core category. These included: the identification of a
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cancept that integrated many of the themes established during the initial
coding stage: the discovery of an existing theory that filted with the concepts
emerging from my data (emergent fit); and finally, modification of the existing
theory to describe more specifically the findings as they related fo corrier

tesfing.

identification of o concept

During the initicl siages of theory development, a prominent theme from
the data was ‘reproductive confrol’. The term ‘conirol' had been taken
directly from the data (it was a word vsed by John). and during the analysis
stoge, it became evident that repraductive control was an important motivator
and oufcome of camer t&sting. During axial coding, the major cotegories
[repreductive control, guilt, sense of self etc.] were compared fo see which
held the most conceplual interest, Reproductive confral was clearly the
central phenomenon because it was most frequently discussed by pariicipants

and 'pulled together’ the other emerging themes.

Using emergent fit o describe the core conceapt

During the course of my study, | became aware of Marion McAllister's
work looking ot the patfient benefit from using clinical genefics services
[McAllister et al., 2008), and reolised it hod congruence with my own findings.
Meallister et al. hod identified that empowerment, a key outcome of clinical
genetics services, enabled service users to take confrol of their lives and have
responsibility and autonomy over important life decisions and choices. Similarly.
contrel and responsibility over decisions and choices conceming reproduction
were the central findings from this study. My findings supported the findings of
Mcallister &t al. in o specific area of clinical genetics services, namely camier

testing. McAllister et al. had, however, named this concept 'empowerment’
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whereas | hod nomed it 'control’. Yel empowerment was o more suitabie ferm

because it encapsulaltes boih 0 process, Incorporating achions. actlivities, ar

structures, and an outcome [Zimmerman, 19925].

Furthermore. McAllister et al. idenfified four dimensions of empowerment
that were all evident in my own findings. These were: |1) informing decisions; [2)
knowledge and understanding about the condition, risk to children and family
members and prevention: (3) enabling effective use of the healthcare system;
and (4) enabling hope for a fulfiling family life for oneself, one’'s family and/or
one's future descendants (p898). In this study, participants were also making
imporiant life decisions. in this case as a result of knowledge derived from
camer festing [Dimension 1), they were gathering knowledge and
understanding from health professicnals and other sources such as the Intermet
and support groups |Dimension 2}, family members were benefiting from the
information and many were accessing the genstlic dinic themselves
(Dimension 3), and finally, the participants and their family members could
hope for a fufure family life without the parficular disease they were concermed
about (Dimension 4). For these reasons it seemed more fitting fo adopt the
term ‘empowerment’ in my own description of the central phenomenan, as it
better described the phenomenon under investigation, and built on the work

that had already been conducted in the area.

To ensure this was in keeping with the grounded theory method, | went
back to the literature ic see what Sirauss and Corbin [1998) said about the use
of existing theories. They acknowledge that os professionals, "wes cannot
completely divorce ourselves from who we gre or from what we know...it [s by
using what we bring to the data in o systematic and aware way that we
become sensifive o meaning without forcing our explonations on the data™

(p.47). Further, they go on fo say:




“All assumptions of pre-existing theories are subject to potential
scepticism and. therefare, must be scrutinized in light of one's own data.
The latter allow the researcher fo guestion and qualify aos well as fo give
assent fo his or her received theories. Concepts must ‘eamn thelr woy'
info a study rather than be blindly accepted and imposed on dalao.
Recejved theones migh! work brilliantly for some data but not so well an
other data.” (p292).

Thus, as long os the pre-existing theory is rigorously fested through constaont
comparison, (i.€. going back and checking thot the concepts | have identified
fit. without being forced, with the existing theory). then there does not oppear
to be ony problem using an existing theory to explain or interpret what is

occurring in my own findings.

Madifying the existing theory

During the constant comparative process, | maodified and bullt on the
existing theory so that it fited more accurately with my own findings. In the
study conducted by McAllister et ol. (2008), the scope of the study haod
encompassed oll aspecis of genefic services. Howsaver in this study | was
focusing on camer festing. The main motivator and outcome for the
participants in this study had been to inform reproduction. either their own, their
children’'s. or oither family members’, | therefore nomed the ceniral

phenomenon 'reproductive empowerment’.

Reproductive empowerment was identiied aos o mulli-dimensional
process, with the various dimensions feeding into each other, A desire fo
manage reproductive risk was the first stage of reproductive empowerment,
and the main motivation for carmier testing, The context behind this motivation
was either the birth of a child offected by o genetfic condition, a known

genetfic candifion in the family, or increased risk due to ethnic background. In

order fo mangge this nsk, parficipants gathered information from genetic




professionals, the Intemet and libraries, and patient support groups. Information

gaihering was a central faclitotor of empowerment and was conducied In
stages, as and when it was needed, both before and after testing. With this
information, participants were able o make informed decisions, regain confrol
over their reproductive risk, ond poss on information o famiy members. These

dirmensions were all part of the empowerment process.

Figure 4.1 A model of reproductive empowerment
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4.4.2 Reproductive empowerment: research evidence

A number of the key themes including reproductive decision making, the
use of prenotal testing and passing on informatfion to family members were
identified in the systematic review and were also apporent during this phase of
the study. confirming their importance within the carrier testing process.
Maoreover, the term ‘octively coping’. a term used by McConkie-Rosell et al

(2000) was used to describe the way in which participants were dealing with
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their test results In the sysiematic review. However, in this phase of the study |
have idenfified thaot reproductive empowerment s o more gccurate

description.

Lakemon et al. {2008) found that participonts intended to draw
reproductive decisions from test results, with 27% siafing they would have
considered not having (more) children if they had been identified as a carrier
couple, B9% saying fhey would have opted for prenatal diagnosis, and é8%
saying they would hove considered termingfion of pregnancy. Similarly,
Henneman et al. (2002b) found that all viable pregnancies of carrier couples
were monitored by prenatal diognosis and all offecied pregnancies were
terminated, In a qudlitative study in which the reproductive decisions of CF
carier couples was explored. Where disclosure of fast resulis was assessed,
authors found that parficipants did share their test resulls with fomily members.
Watson et al. (1992) found that 83% of CF carriers told their parents, 82% their
siblings and 48% told other relalives, Likewise, Henneman (2002a) reparted that
most CF camiers shared the information with parents and siblings. These findings
support the ideniification of reproductive empowerment as o centrol

phenomenaon of camer testing.

Reproductive empowerment hos also been discussed widely in the
healthcare setting more generally. In a study conducted by van Peperstraten
et al. [van Pepersiraten et al., 2010), couples going through in vifro fertilisation
(IVF) were given a decision aid, the support of a nurse specialist, and the offer
of rembusement by way of an extra freatment cycle, fo enable empowered
decision-making about the number of embryos transferred during IVF. Similarly,
women reporied using PGD as empowering and led them to feel in control of
their reproductive futures, in a guglitative study conducted by Karatos et al.

(2010). Empowerment was a key theme for women who had home births. The
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zonfidence arising from their intense preparation and parinership with their

midwives permitied them to choreogroph their birth experience to a degrese
that they felt would not be possible in g formal sefting [Janssen ef al,, Z00%)
Furthermore, in o study conducted in Nigerio, it was found that providing
reproductive hedglth information alongside fraining in basic business: skills ang
micro-credit facilities, empowered women especially in terms of their

reproductive behaviour (Odutolu et al., 2003).

4.4.3 Secondary Themes

Gt

The issus of guilt was one that was prominent in the findings, particularly
for women who were mothers of affected children. Similar findings were
identified in sfudies included in the systematic review [Anide ef al., 2005, Dunn
et al., 2008, James et al,, 2006, McConkie-Rosell et al., 1997, Watson et al., 1992,
Williams and Schutte, 1997). Yet whilst James et al. (2004) found that mothers of
children with X linked conditions were more likely to experience feelings of guilt
and seif-blame than mothers of children with recessive condifions, this finding
was not evident in this study, with all mofthers of chidren with X linked and
recessive condifions discussing feelings of guili. Unforfunotely, there were no
male camers who hod affected children interviewed durng this study, and
therefore it is not possible to comment on whether this experience affected
both males and females. As well as parental guilt, grandmother guilt was also
evident from the data. This finding has been identified in other carrier tesiing

shudies [Anido 1 al., 2005)

Guilt, accarding fo Weil [2000]. s a normal response to adverse evenis
over which one has litffle or no control, I i also believed to serve Qs a
psychological defence against feelings of helplessness, implies a sense of
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responsibility. and provides a sense of confrol over recumence (Weil, 2000).
Guilt, in this respect, may have been an active coping mechanism employed
by carriers to retain o sense of control over their situation. Knowledge that if
camer status had been known sooner. procedurss such as prenatal testing

could have been put in place to avoid the birth of an affected child, may also

have aggravated this feeling.

Altered sense of ideniity

The issue of identity was one that featured in the data. A small number
of paricipants made comments about feeling genetically different, implying
that on a psycholagical level finding out they were o carrier of a gene
mutation hod affected their sense of self. These findings are consistent with the
findings of McConkie-Rosell et al. (2000), where some of the women described
feeling 'genetically different’ after receiving positive carrier test resulis for fragile
X. Similar findings hove besen identified in studies oulside the camier tesfing
spectrum. In a study in which women's and men's responses to genetic risk
information obout BRCAT ond BRCAZ were assessed, paoriicipants linked their
positive fest results to becoming more aware of their physical selves

(d'Agincourt-Canning. 2004,

One possible reason why carrier status may affect feelings about idenfify
hos been suggested by McConkie-Rosell (2000). McCankie-Rosell posits thot
"carrier testing maoy chdllenge o 'wished-for' parentol rele” and may "alter how
o person defings himself or herself in relation to reproductive expectations and
future roles os a parent, grondporent, or greot-grondparent.” (p.297).
Therefore. when participants were found 1o be carriers, this'may have credied
a perceived barrier to having children. This in tum may have caused them fo

feel differentiy about their [future] identity os o parent. Findings from g number
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of studies support this theory. Callanan et al. [1999) found that camers and their

pariners showed shightly higher anxiety scores whilst waiting for thelr partners’
test results, but that this decreased significantly when the test results came back
negative, indicating that camers were no ionger wormrmed about their camier
status once there was no risk of having an affected child. Anido et al. (2007)
identified that the psychological implications of being a carrier were linked to a
woman's life stage. For those who were noi at a reproductive stage of thair life
the information had litle relevance. However, for those who were, the
information had more impact and was aclively processed. Furthermore, the
information appeared to affect selfconcept, as highlighted by ong woman
who said "it's something that you can't change and something you didn't
know before now" [p101). Qufside the sphere of camier testing, women who
had had unsuccessful ferlility freatment desaribed the existential challengss o

their sense of self as a major conseguence of their inferfility (McCarthy, 2008).

Another possible regson that cammer status offected porficipants’ sense of
idenfity maoy be related o how people define themselves within their ethnic
and religious waorld, For Sam, being a carrier of Tay-Sachs had mades him fes!
"mare lewish”. Due fo the foct that the Toay-Sachs mutation Is common and
well known within the Ashkenazi lewish population, finding out he was a carrier
of this condition acted to reconfirm, possibly even strengthen his identity, within
this social context. A similar finding was reported in a study in which women's
and men's responses to risk information for cancer was assessed |d'Agincourt-
Canning, 2004). D'Agincourt-Canning found that being o carrier of o BRCA2
mutation specific fo Ashkenaz Jewish ancestry, made one woman, who had
never considered nersell Jewish, reconsider her refigious identity and where she

fitted into o larger social structure. it would be interesting fo explore the




relationship between ethnic idenfity and camer status further, os so far the

evidence is limited fo a small number of cases.

Identification s 4 carrier aiso had repercussions within a familial coniext,
Empowering other family members was identified as o main motivator for
testing. Furthermare, all the participants in this study had informed their family
members of their test resulis, For Diane, the knowledge that she waos a camier of
fragile X had imbued within her a sense of duly to re-contact family members
who may themselves have been at risk. Being a carrier might therefore have
the effect of changing one's value or role as a family member. As Finkler [2005)
argues, genelic information has led to the ‘biclogisotion’ of kinship.
Furthermore, it generates new forms of 'genetic responsibity’, lccating actually
and potentially affected individuals within new communifies of obligation aond
identification [Novas and Rose, 2000). Knowing one was o carrier may have
created o sense of respansibility or ‘moral duty' that participants felt fowards

other family members
Familigl responsibility has been identfified in o number of studies assessing

the impact of genetic testing. Hallowell et al. (2004) found that all men

undergoing genetic testing for the BRCAT and 2 mutation, did so becaus

il

they
felt it was a familial duty, and d'Agincourt-Canning (2006) found that almost all
participants viewed genetic testing for inhented cancer as a way o 'do nght’
by fheir families, In oddifion., Anido et al. [2005) identified that there was o
desire among camier women from fragile X families to know their stafus in order
that family members could make more informed choices. Disclosure of test
vident in a number of other studies

results to other fomily members was also

il

included in the systematic review [Anido el al., 2005 Watson et al., 1992,

Williams and Schutte, 1997).




Stigma

A number of participanis in the study discussed how they had
encountered stigma as a result of their camer status, either from friends or
family. These findings are consistent with the findings identified in the systematic
review (Gordon et al., 2003, McConkie-Rosell et al., 2001). For Sam, stigma was
something he had only expenenced from his parents’ generation. One reason
for this may be that genetics would have only been introduced relatively
recantly to the school science curiculum and therefore may not have been a
subject his parenis' generation had much understanding of. Furthermore, older
relatives may have lived through or soon after the Second World War, and
therefore associate genestics with eugenics and abuses conducted during Nazi
Gemmany and in other couniries (Garver and Garver, 1971, Harper, 1992). In
confrast, the younger generation are more likely to have leamed about
genetics at school and be more in fouch with advances in genefics through
multiple media sources including documentaries and the internet. Maolster et al.
(2007) found that participants aged 18 to 44 years had the highest level of
genetic knowledge in an Australian study on public knowledge of human

genefics and health.

information about a condition maoy lessen the stigmao ossociated with it
This finding has been identified in @ number of health-related studies. Higher
education was associated with better knowledge and more positive atfitudes
towards people with schizophrenio, n o sludy conducted in Greece
(Economou &t al., 2009). Similarly, it was found that parficipants who were
maore stigmatising of people with HIV/AIDS were less educated and less
knowledgeable about the condition, in a study conducted in a South African
community [Visser et al., 2009). it may alse be the case that with the rise of the

disability rights movement. and the passing of the Disability Discriminatfion Act
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(DDA} In 1925, modem society is less tolerant of discrimination based en

disability.

Language ond gender

Men in this study were more likely than women to express their carmier
status using ferms related to chance and nisk, which expresses a cerfain
rational. mathematical way of thinking. Carmrier females were also more likely to
express negalive emotions as a result of their tast resuits than males were, Thase
findings are consistent with those reported by Marfeau &t al. [1997) In a study
assessing the emotional impact of camier testing for cystic fibrosis. Gender
differences in genetic testing were also reported by Newman et al, (2002) wha
found that women were more anxious than men prior o testing, and were less

likely to view themselvas positively after testing. but before learning test results.

There have been a number of possible theories as to why the men and
waomen In this study responded differently to their camier status. First, there may
be differences in the way that men and women perceive and evaluate haalth
threals, with women perceiving greater risks than men do. In a siudy of
smoking risk perceplions in Swedish adolescents, B was found that girls
perceived the mortality risk of smoking as significantly greater than boys did
(Lundborg and Andersson, 2008). Similarly, in o study conducied in Zambiaq,
men were more likely than women fo have mulfiple sex partners. however were
less likely to consider themsslves at nsk of HIV, compaored to women (Do and

Meekers, 200%).

If women perceive them to pose greater health threats than men do, it
would seem imphcit that in the context of genetics, women would be more
likely to seek genetic counselling than men would, as a means of managing

that health threat, However the literature only undemins this theory to some
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degree. In studies in which oltendance rates for BRCA/2 counzelling were

reported, men were less likely to seek counseling than women were.  For
example, in g study in which uptake of BRCAI1/2 testing for at risk family
members in two UK cenfres was ossessed, Brooks et al. [2004) identified that
uptake for genetic counselling using a naon-proactive approach was 53% and
29% tor women, but only 11% and 12% for men. Cody et al. (2008] noted tha
only 19% of males compared to 80% of females who were at risk of camying the
BRCAI1/2 mutatfion aottended genetic counselling. However, these results are
not surprsing considering that the health implications for men canying breast
cancer mutations are not as severe as they are for women. Christinans et al.
(2008) identified nc significant difference befween upicke of counselling for
males and females In g study in which uptake of genetic counselling for
hypertrophic cardiomyopathy was assessed. Similarly. men and women were
equally inferested in genefic testing for hereditary nonpolyposis colorecial

cancer [HNPCC) and undertock genetic counselling (Hadley et al. [2003),

Another possible theory to explain the finding that women expressed
their canier stalus in miore negalive temms than men did, may be that in the
case of carier testing, the threat is relaled to repraduction, an area of life in
which women could be perceived to take most responsibility. Findings from
studies haove shown that women toke o more prominent role in decisions
related to reproduction and child health thon men do. including
communicating genetic health information to relotives. An analysis of posts
about the MMR vaccine on an anline chat ferum for parents, found that most
partficipants who confributed were female [Skea et al., 2008). In families at risk
of hereditary cancer, it was found that woemen were more likely than men 1o be
gatherers aond dissemingtors of heaith information within families {Koshly et al.,
2009) and in a study conducted by d' Agincourt-Canning, women took primary
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responsibility for disclosing geneftic risk information obout BRCA1/2 mutations to
other kin, even In cases wnere the mutation griginated on the paternal side of

the family (d'Agincourt-Canning, 2001).

45 Conclusion

The findngs from tne camier testing interviews support the finding
identified by McaAllster et al. (2008), that the concept of empowerment

summarises the pafient

penefits from wsing clinical genefics services.
Furthermore, in the context of camier testing. ‘reproductive empowerment'
more accurately describes the patient benefit, and was identified as a process
involving information gathering, informed decision-raking and information
sharing. Guilf, altered identity aond stigma were secondary themes that
emerged from the data, confirming findings identified during the systematic

review. | will now go on to present the findings from the second set of

iric on th

=
ih

L

interviews, focu parental experience of raiking a child without a

R

diagnosis.
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Chapter Five:

Interviews with Parents of Undiagnosed Children

5.1 Infroduction

In this chapter | will present the findings from the interviews conducted
with parents of undiognosed children which i refer fo os the non-diagnosis
study. As in the previcus chapter. | will present o theoretical interpretation of
the dota which emerged using grounded theory method. | will then compare
fhe theory to the findings of Rosenthal et al, (2001) and Graungaard and Skov
[2004) who conducted similar qualitative studies bosed on in-depth interviews

with parents. Finally, | will use existing theories to help interpret the data.

5.2 Sample Characteristics

The parents of 20 children were inviled to parficipote in the non-

diagnosis study. Nine inferviews consisfing of 14 participants were conducted

45% response rate). Where both parenis were present and willing to be
Interviewed, they were interviewed together gs o couple. Interviews losted

between 30 - 80 minutes.

In fotal there were 248 open codes derived from the interview data;

these were organised into 29 categones during the initial coding process (Table

on

The number of new codes and catlegories that resulted from each

interview was as follows:




Table 5.1 Number of new codes and categories derived from each interview

Interview New codes New categories

ND1
ND2
ND3
ND4
ND5
NDé&
ND7
NDB8
ND% 7 0

~0

(=%
o L L

o
} 2

)

—t ot WYY
,

)

||'_);;|r
—

decided fo stop conducting interviews after interview number nine
(ND?] because whilst there were still new codes being generated over the lasi
few interviews, they were very specific to those particular cases. In addifion, no
new categories had been generated since interview number seven (ND7) and
previous o that, interview number four (ND4). | therefore felt that soturation
had been reached and conducting moare interviews was unlikely fo generate

any further significant findings.

53 Demographic characteristics of pardicipants

In keep ng with the u;!'-:.l_l"d-&-: ifeory approqachn, ma}Ximum vananon

between parficipants was socught. The characieristics of the parficipants and

- )

neir children are presented in Table 5.2

ond discussed further below.




Table 5.2 Pseudonyms of the parents, and other characteristics of parents and undiagnosed children

Interview Pseudonym Marital No. of Position of Age when problem Age ol undiagnosed Gender of child
status children undiagnosed lirst detected child
child
ND1 Sally Black female separated oldes! 2week prenatal ¥ years lemale
seah
ND2 Conna Franks temale separcted 2 Pl 22 week prenatal 8 years male
scan
ND3o Lawura Derd fermole e 2 Pwirs Jyears 1 wEars | Pwins ipoth temale
ND3b Abe Dend male iHected)
ND4a Mary Williams  female married 2 voungest kirth 3 years male
ND4b lony Willlams:— male
ND5a Rache! Brown  femala mcirried | anly child 2 Years 1 Ears femole
NDsb Alcar Broww mcyle
NDé& Alison female marmed ahily child 20 week prenatal 3 months famale
Pearson SCCn
ND7qa ophie Kert female frarmed | anly <hild ? moriths |5 month micale
NDTh Collln Kent male
NDBa Julla Barc female married Z youngest & months 20 months male
NDBb David Bard male
NDY samantho female separoted 3 yoLrges 20 week prenatal 4 vEars male
Cleark SN
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Number of children in the family

in three families the child without the diognosis was an only child. In two
families there were twins: in one case both twins were affected with an
undiagnesed condition, in the other case only one of the twins was affected.
In the remaining four fomilies, in cne case the undicgnosed child was the

oldest, in the other three cases they were the youngest,

Point at which parenit(s] idenfified medical problem

Four parficipants were informed there was a medical problem with the
expecied child during the pregnancy: one was in fhe first frimester at 12 weeks,
the other three were in the second trimester. Al found out during a routine
scan at around four months iInto the pregnancy. In all other cases the parent(s)
found out after the child was born, but the actual age of the child when the

medical ssue becaome apparent ranged from six weeks to three years,

Actlivity level in terms of searching for a dicgnosis

There was a range of activity level concerning the search for a diagnosis.
This ranged from "still persevenng with all the different channels" [NDSa) to
making o decision not to contfinue actively searching: "l felt | was putfing her

through unnecessary pain. 5o 1soid no more” (ND1).

Having a ‘working diagnosis’

Even though many of the pareni(s) described their children as having
‘developmental delay', two specifically used o 'working diognosis' fo describe
their child's condition. These included autism and a biloteral cataract, Autism
had been given as o 'possible’ diognosis by a paediatrician, but the geneticist

was still investigoting a genetic cause. Similarly Mary and Tony had been given
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a diagnasis of a bilateral cataract for their child's condition, but the cause of

this was still unknown and thought to possibly be genetic.

Although Alison [NDé) had been given a diagnosis of a chromosome
franslocation, fhe prognosis in this case was unclear because the parficulor
translocatfion had never been seen before. For this reason the family regarded
it @as o non-diagneosis because they had ne nformation about what they could
expect for the child in the future. | decided to include this participant in the
study as a possible ‘oullier’ to test whether having an unclear prognosis

generated the same difficulties as not having a diagnaosis.

Employment

Three mothers had given ug wark. For hwao mathers, this was becauss il
did not making sense financially (these pariicipants were bofh single mothers)
and in the other case, the reason given was that it was too difficult o work and
look after a child with disabillities. Of the six maried women parificipating in the
study, two had given up working for the first five years of their child's fife, but
had recently returned fo work, one mother was working part time, one mother
was still on matemnity leave, one mother chose not to work and one worked full

fime. Of the five fathers involved in the study, all worked full tirme.

Range of problems expenenced Dy undiagnesed children

Parents described a vast range of problems affecting their children during

interviews. These ore deiailed in Table 5.3.




Table 5.3 Range of problems affecting undiagnosed children as described by
parents

interview Range of problems

ND1: Growlh deficiency, severe speech problems, bowel incontinence
learning difficulties; hearing problems, pooreyesight

ND2: Hydrocephaolus, problems with mobility, large heod size, large body

weight

ND3: MNat reaching milestones, no speech, ‘episodes’, defects on hands
nanocephaly, microcephaly, prominent defect on spine

ND4: Pinprick pupils, abnormalities in eyes, bilagteral cotaracts

ND5: Low muscle-tone, unable to walk, discolorafion in eyes, dvsmorphic
feotures

ND&: Chromosome translocation, & weeks premature, low amniofic fluid, ears
‘a bit low down

ND7: Dysmorphic features, wide sel eyes, low weight, small holes in the heart
NDB: Low muscle fone, not reaching milestones, toarficollis, wobbly

NDY: Developmental delay, fifs, unable to walk

5.4 Findings

The cenfral phenomenon, or core category, that emerged from the
data and descrbes the overarching expenence o
diagnosis, was named 'recanstructing the meaning of being a parent’, This

concept denotes the process parents went through in order

nag

|'|'|

and conirol the day-fo-day challenges ¢f parenting a child with noe
diagnosis and thus no clear care pathway. As part of this ongoing and
dynamic process, parents developed empowerment strategies in order fo

ensure necessary and ap J'F'FI_AI"-' care, treatment and services were

in by setting the scene and describing the context behind
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Setiing the scene - the beginning of the journey

The parents in this study were unable to find a certain diagnosis or
aeficlogical explanation for ther child's condifion. Thus began a joumey,
ongoing at the fime of the interview, in which parents searched for a diagnosis
and simultaneously parented a child with a disabling condition. Parents first
became aware thaot there was a medical problem either during pregnancy, or
after ihe child had been born. Where a problem was identified during
pregnancy, usually during a routine scan, the news came as a shock and was

devastating.

“It was like being hit with a fruck. | was sobbing, sitfing outside sobbing in
the garden ond it was awful. It's a real shock because you don't
anficipate it, It was homble, it was really, really haomble." ND& L78

"Well it was devastating to begin with. Absolutely devastating. it was
like, well what do vou do, haw far do yvou fake this. Every mofther's worst
fear isn't it. You're nof going to have a normal child. Simple as that.”
ND9 34

After this initial shock came the redlisation for sorme women that difficult
decisions would have to be made regarding termination or confinuation of the

pregnancy, as the following comment from Alison highlights.

"But when they finally found it and when we finally got the diagnosis
which Js still unclear and we still dan'f really know what it is, it was guife
late on then, maybe 30 weeks. Sc we were quite far into the pregnancy
s0 had we had to make a difficult decision." ND& L39

When problems became apparent after birth, the realisation that there was a
problem was more gradual. It often began when parents started fo notice that

the child was not reaching certain milesiones.

"They were not doing things at the stages or around the stages they
shouwld have been. Like they didn't sit up very early. they didn't walk until
they were past two, And obviously there was no speech, and then they
started having little flip outs — lithe episodes” ND3a L17




Others described their child as “ficppy” [NDBa L11), "had o problemn with his
gyes" [ND4a L7) or had “failure to thrive" [ND7 L8). Statements such as “there
has been a lot of anxiety” (ND4a L163) and it was very stressful” [ND3a L107)

were Usad to describe the experience.

Thus parents found themselves plungad inte o world of emotional turmoil,
having to deol with experiences including frustration and loss, whilst
simultanecusly negotiating the broader infervening 'real world' issues including
the health and education systems. Before locking at these broader social issuss
parents faced, | will begin by foeusing on the emotiond|, psychological issues

parents encounfered.
5.4.2 The psychological experience

Frustratian

Frustration was o common experience cifed by parliciconis thof was
encountered al many stages dunng the parental jourmey. In fact, the word
frustration |or dervalives of] occurred &1 times during interviews. and was
mentioned in all but one of the interviews, Parents were frustraied for a number
of reasons. First, parents felt thot without a diagnosis they did not know how

their child would progress over fime.
“Because fhere is no diagnosis, there is no prognosis, so we don't know
what to expect, what he is going to do. we don't know whether he s
going fo walk. going fo falk. to ony extent at all. which is really frustrating.
I mean really frusirating.” ND? |44

without a diagnosis they were also unable to access appropriate freatments for

their child.

"I'd just like to know how we freat it really, i it's Russell Silver syndrome i
can be freated by growth hormones which is a posifive thing," ND7a L68




It was aiso frustrating for parents not to have a 'term’ to help summarise what

was "'wrong' with their child, particulary when friends or other parents asked.

...t would be nice fo sort of say, oh yes. Loura has got rather than we
don't know." ND5ag L339

Mot having a reason why their child had leaming difficulties or developmental
delay was another cause of frustration. and this difficulty was alluded to during
three interviews. For Somantha, the 'not knowing' was frusirating on what she
called a “"personal emofional level, not o clinical level” [ND% L347). This desire
for a regson highlights that having a diagnosis would, for some parents, provide
psychological refief, even if it would not change their child's condition. For
Alison who did have a diagnosis of a chromosome fransiocation, there was

some psychological relief in being given a genetic explanation, even if it failed

to provide any information regarding her child's prognaosis.

“| just feel better knowing what it is, even though it doesn't really mean
anything." ND& L1641

Communication issues, both with the undiagnosed child as well as with
health professionals, were a source of frustration for sorne paorents. Two parents
specifically discussed the frustrafion thot arose with being unable to
communicate with theair child, Sally described the trustration that came with

being unoble o communicafe with her daughfer around the ssue of joileting:

*.irustrafing becouse me and Claire we couldn't communicafe with
each other which has been the biggesf thing. Her frusfration in wanting
fa do like, the walking. erm. even now the foileting. it's frustrating
because | fry ond stick fo o routine that will stop her having accidents,
but when she does she gefs disappoinfed, | get frusfrateq, it's always
been frustrating.”" ND1 L170

Three parenfs highlighted the frustrafion of constanfly having to repeat their

child's ‘life story' because of the numerous different specialists being seen.




“..you are always telling everything again and you just think, 'why can't
you just open your notes and read what is in front of you because | have
told ot least a 100 people this, please | do not want to tell anybody
again’, ond this is quite frusirating." ND2 L177

“If | go to o doctor or specialist ond I've found it over so many years,
that when | go in, | hove fo go over and over and over the same
problem.” ND 1T L5é

Lack of information was another factor that contributed to feelings of
frustration, in particular because heolth professionals were unable to provide
more information about the condifion, including issues such as quality of life, the
genetic cause of the problem, chonces of having another child with the same
condition, and whether children would develop more problems later on in life.
For Alison, even thought she had a diagnosis of a chromoseme translocation, it
was almost meaningless as the genetfic specialists could not give her any

information regarding what impact this would have on her daughter.

"Nobody can give you fhat infermation no matter how many fimes you
ask them, which we did, all the time. They won't give you information.
Some will hazord o guess but others will go they don't know, and thot's
very frustrating.” NDé L216

Yet participants were also aware of how frustrating the situafion was for the
health professionals. There was an awareness that professionals wanted to give

parents more information but couldn't,

"And as g parent you want fo ask all these guestions and you are
repeafing yourself all the time. always saying ‘what do you think, what
do you think2' H's frustrafing for people., the specialists, the
physiotherapist, the occupational [therapist], for them. but it's just
because | want fo know, that need to know for how to plan. " ND9 L172

Lack of control

Parents felt out of control as a result of not having a diagnosis. This

occurred for a number of reasons. First, parents were unsure what would
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happen in the future. Three parents specifically discussed the issues of whether
they would have to care for their child for the rest of their lives, and if they were
unable to. were unsure who would, as the following comment from Donng

highlights,

"l do not know what is going to happen to him in the future and that is
the worst thing | think it is just not knowing because as far as | am
concemed | now have fo be his carer for the rest of his fife because | do
not even know if he will be able to af some point go into, like an assisted
living home and | think that is hardest thing." NDZ L97

Sally spoke of the difficulfies of not being able to discuss puberty with her

daughter, and this created a feeling of helplessness.

"I'm pefrified about her going to school and hiting puberty, getting her
penods. It pefrifies me, | can't sit down with her and say darling, this is
what you're going fo go through.” ND T L2645

For Samontha, not having a diagnosis was akin to "being blind” (ND$ L330),
another term highlighting the lack of control parents felt regarding the fulure.
Not knowing about recurence risk was another factor within this theme. This
was the case for parents” future children, os well as for their (unaffected)

children’s chilaren.

"If we do not know what the syndrome i, if it is a syndrome, how do you
know how the next child will be affected®” ND4b 290

"My concern is if it might be genefic...if it is something thal's camied
through the female line, when Helen [daughter] has children, she may
pass iton." ND4 L1150

The term ‘rollercoaster', used by four parents, again emphasising the
lock of control parents felt, as well as the ‘ups’ and ‘downs’ that made up the
parental joumey. Julia used this tarm to describe the two months of intense
genefic testing her son had had whilst they were walting for his test results. Sally

used the word fo summarnse the highs and lows she had expernenced durng
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her daughter's life. Laura used it to describe the different emotional states she

found herself in day fo day.

“Some days you feel angry, some days you are emotional, some days
you are just normal, but at the end of the day that's what we are used to
so that is normal to us.” (ND3 L&608)

Similanly, Tony descnbed he sense of nelplessnéss he felt during the search tora
diagnosis. Finding a diagnosis was "just a case of waifing fo see if they do the

things fhat a child with those syndromes would do." (ND4b L192)

Less of expectation

Loss of expectation was a recurming theme that emerged during the
interviews. Where parents had once expecied that they would have a
‘nermal’ family life with a healthy child who 'would grow up, go to school, and
eventually leave home, the reality that this wos not necessarily going to be the
case quickly dawned. For many, there were associoted difficulties in
accepling this new situation that they found themselves in. Somantha
described how she would "sef goals” [ND? L73) for her son, however these
hopes were Inevitably dashed and she found herself having to come to ferms
with this disappeintment. During one account, she described the difficulty in

accepling the fact that her son would never go to a mainstream school.

"He's coming up fo starting school this year and my aim waos for him to
go to mainsiream. And you hope for that and you hope he |s
progressing but then it comes down to the fact that you hove to face
facts. he's nof going to go fo mainstream and that brings you back
down again, that he hasn't reached the pofential you'd hoped he
would reach.” ND9 Lé6

There was also the difficulty of accepling that her child would prabably never
walk. This loss of expectation was aggravated when she went from having te

push a buggy to Q whesichalr.
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"| used to be o liffle bit ashamed. Thot walk of shame. Like when | went
fram o normal buggy into his bigger one, pushing It along, but you get
over it, and | don't know why you feel like that, because it's almaost like
you are embarrassed of your own child, buf I'm notf, but it's coming fo
terrns with i, s again something to come to terms with. It's thot
trensition again, it's all the little transifion periods, and it's never going to
stop, I'm going fo get more and more emotfional as fime goes an
probably. Buf that's just something you live with and you accepi.” ND9
{469

A similar sentiment was echoed by David who described the difficulty he had

gccepting the way his child looked.

"...you almost just rush over to stick his tongue back in becgouse you are
conscious of what others might think of him. [If's nol because you are
embarrassed but you are aware of the fact that he is unusual, you know,
and you don't warni fo.....you almaost feel somy for him as if you want to
say 'vou don't have to go through this'. Because | know how | would
feel if everyone was stanng ar me.” ND8b L5110

Parenis often compared their child's progress with other children, either
their own or those of friends, an act which inevitably compounded this loss of

expectation.

"I mean my friend hod a baby the same week as Elise and | saw her the
other week and her baby is twice the size of Elise, he's smiling, etc, and
she isn’t..." NDé L303

Additionally, there was the realisation for some parents that they might never
be able to retum to work. Sally hod fried to retum 1o work but found the

pressures of looking affer a disabled child and holding down a job foo much.

“I've ftried two or three times to go back fo work but it's beaten me in the
end and it's ke, OK, | can't do this”, NO71 1215

Sophie found that her son's constont appointments meant it was difficult for her
to commit to an employer, 5o had only gone back to work part time. For
Samantha, who was a single mother, it did not maoke any sense financially for

her o retum o work. This sentiment was alsc echoed by Donna.
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in the lang run, and it's a homibie thing o say. but we would be a lot
waorse off. If hc‘zu a pari-fime job | would lose my house and benefit and
| would lose the council fax benefit..." ND2a L35]

Other parenis talked about coming to the realisation that other aspects
of their life had to change. Donna spoke of the foct that she was unable to do
the ‘normal’ things that children liked to do, like go to the cinema. Mary and
Tony spoke of how they could not take walks on the beach they lived near
becaluse the noise of the waves and the seagulls inghtened their son. Similarly

Laura and Abe could not go on ‘nomal’ family holidays.

“Things that we do in every-day life, things that you toke for granted, we
weren't able fo do. We weren't able fo just jet off here, take o holiday
here. do this or that because our children couldn't handle it." ND3a L5

For Tony and Mary, their child's disability had meant that they had to put their

life on hold.

“I would sum it up by saying your life kind of goes on hold os it probably
would do with g young child anyway but to a much greater
magnification."” ND4b. 1623

These faciors contributed 1o the loss of expectafions parents faced as a result

b

of their child's condition,

Guilt, anxiety and sfress

Gullt was g common emofional experience which existed for o number
of reosons. Three parents were womed that their child's condition was

something that they coused when they first found out there was a medical

problem. Alison and Samantha were both wormried It was o result of samething

o

they had done during their pregnancy, such as drinking olcohol, and Julia

wondered whether her son's condifion was linked to her epilepsy
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I hoped | had not passed anything on to him, | felt responsible..., When
you realise something is wrong with Nick then you think oh god, is it
becouse of the tabletsg” NDE L5Y

Two parents felt guilty becouse they could net be as altentive fo their other

children as they would otherwise have been.

"l have his twin sister who | have 50 much guilt towards because we

can't go out and do the things that a normal eight year old girl would
love to be doing.” ND2 L376

Somantha had tried to reciify this feeling by taking her two daughters out

shopping when her son was being locked aofter by a friend. Accessing respite

was another cause of guill, in porficular for Loura and Abe, who were very

raluctant to leave their children with o carer,

“I think one of the biggest things with a lot of it is guilt. like with respite,
Accessing respite we felt so guilty.” ND3 L554

Anxiety and sfress were alse experienced by parents as a rasult of their
child's condition. Parents commonly expenenced anxiety when they first found
out that there was a medical problem, especially if this occurred early in the

child's life, before cerfain possible syndromes could be ruled out.

“There has been a lof of anwetly because when he was very smoll there
was no indication that he didn't have severe learning difficulties which
were one of the cluster of condition: that may have been associated
with the other symptoms.” ND4 L1643

Ihree participants described the expenence of looking after a child with special
needs os being particularly stressful.  Reasons included the lack of sleep
coupled with a full fime job. the constant visits to the hospital ond leoking after
a child with disabilities as a single mother. For Laura and Abe, who had twins
who were both affected, the expernence was doubly stressful because of

having tc access two of everything.




"It Is very very difficult because people see |t again as it's not one it's
fwo. So you have fo get two of everything. two of all the services, so we
find that we are up against a lot with that." ND3o L234

Parenting a child with a disability also caused o great deal of stress on
relationships. One couple found that because they were constantly fired, they
rarely went out and spent time tagether, Twao couples acknowledged that they
argued more as a result of the stress and worry of looking after a child with
special needs. For Laura, @ major source of arguments was her husband's

reluctance fo help occess support and care.

"He doesn't step in and say anything which obviously then causes more
problems because then | end up having a go at him because he hasn't
said anything. Because he should be fighting os well gs me." ND3o 1446

There was awareness that many couples that have children with disabilities
ended up seporaling. Sally. Donna and Samantha were already separated
ond Rachel and Alan knew a number of parents who had separated os o rasult
of the stress of raising o disabled child. For those mothers that were separated
from their child's father, there were examples given of the father's unwillingness

to offer help and support.

"I don't have o great reloticnship with him ond he does not really hove
an awful lot to do with them either.," ND2 514

Mot all relationships were described in negative terms. Two intarviewees
commenied that they were lucky to be in supportive relafionships. Sally felt
particulary lucky that her new husbond was so acceplting of her daughter as

well as being supportive of her own needs.

‘LWbut I'm so lucky couse |'ve found that in my husband, aond he's so
supportive, he accepfed Ciagire instantly and has done nothing but iry
and forward her’ ND T L330




Distrust of health professionals

Although this was not a common finding, a number of parficipants did
describe cumulative disappointments or mistakes made by health professionals
which ied to feelings of disirust, There was one example of a patient getting
'last in the systern’ becouse the general practitioner [GP) had not followed the
proper refemal pracedure. In another case, the clinician had not made the
necessary speedy referral. A number of emors had also been made in which

blood samples were lost, or DNA samples contaminaied.

“The last set of blood | toak her for got mucked up three fimes. the blood
ciotted, then they fested her for the wrong things..." ND1 1240

Other examples suggesting distrust between the parent ond the healith
professional were also provided. Sally was not believed by the medical team
when she said that her amniotic waters had broken, even thought it later
tumed ouf that they had. Samantha did not believe the original diagnosis
made by a specialist, ond had had ancther scan which showed thal the
situation was not as bad as originally thought. Furthermore, there were a
number of examples whereby health professionals appeared not to have
agllowed informed decision-making to take place, with three women implying

that there had been pressure to terminate their pregnancies.

"Well, | was toid when | was 22 weeks' pregnani at my scan thai there
was a problem and | was fold fe ferminate, so | asked for 0 second
opinion." NDZ L12

5.4.3 The sociological experience

in addition to the numerous psychological experiences parents were
dealing with, they were simultaneously navigating their way through a maze of
care pathways including haalth and support services, schools and the benefits

system. These issues will now be discussed in more detail
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Accessing health, education and benefit services

Numerous parents described the difficulties they had experienced
accessing certain services, in particular speech and language therapy, and

occcupational health.

“We actually want a speech and language [therapist] fo come here, or
give us an appointment at the hospital so we can fake the girs there so
they can actually have therapy which is the big thing that is lacking. It's
reclly locking. And no maoffer how hard we push we don't seem fo get
anywhere with i1.” ND3 1420

Ancther issue raised by a number of porents concerned the difficulty and
length of time it ook o complete forms. particularly when there were other

children to look after.

"And when you're g single mum and frying fo run a family, I've got two
teens, a disabled child, you haven't got time to sit down and fill out
forms and even foke it in....and I'm not unintelfigent by any stretch of the
imagination, but fts physically sitfing down and having the fime fo
process it." ND9 L140

One issue raised by parents thaot was parficularly froublesome was the difficulty
of completing forms when your child had ne 'label’', and thus no 'box to fick'.
Farents found themselves having jo explain that their child had no diognosis.
and list their symptoms. However, for Mary and Tany, having the label 'visually
impaired’ for their child’s condifion. was hugely beneficial as it enabled them

to easily complete forms as well as explain to others what was wrong with ther

5Qn,

"Because he has o physicaol disabilify that cannot be missed,. so in this
respect we are lucky if you like, because it means that we do get heip.
And when you write in forms he is visually impaired nobody says to you
‘are you sureg’, It is a medical diagnasis that, you can fry and query it
buf he has no lenses, he has no ability to focus." ND4 1454

o
n




The difficullies qssociated with getfting a Stafement [of educational

need) were mentioned during two interviews. Sally had to loke her local
education authority fo a fribunal because they weould not give her a Statement,
primarily because she did not have a diagnoesis. Laura explained that getting a
Statement was such a long and laborious process that by the end of it she had
“hit rock bottom” [ND3a L191). Howsever, for Rachel and Sarmantha who were
supported by social and educational services during this period, getting a
Statermment appeared tc be a much smoother joumey. Rachel explained that
“early years, that's county council based from when [her daughter] was at pre-
school, they came info the hame and they are the ones that drove for the

statement.” [NDSa L189).

Parents had mixed reports concerning how willing schools and nursenes
were to take on their chidren. Laura explained thot “"as soon as we told
people about the problems it was like ‘oh sory we haven't got any spaces’™

IND3a L138]. Yet for Rachel and Alan. the process was much easier.

"When we went there we said, you know. we have got no diagnosis she
is just Lisa, she i3 just unique. They said fine, that's fine. this is what we
hawve, this is whot we can do for her. so they were absolutely brllfant and
they still are brilliant." ND5a L177

Housing and employment

For those parents living in council housing, the issue of appropriate
housing was very pressing. Donna wanted the council to move her into a
bungalow becouse her son was unable to get up the siairs, but she had so far
beer) unsuccessiul In this pusuit. However, she hod received some gssistance

from social services as a resull of her child's condition.

“Social Services caome out they assessed Rob, they assessed our needs
and then they moved everything ground. So the foilet went info the
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cupboaard vnder the siais and the downstais toilet was mode into o
walk-in shower." NDZ | 2458

For Samantha, the lack of o diagnosis meant that the council were unwilling to

spend money building a downstairs bedroom for her son.

“He is coming up fo four now and he is still not walking or anything. The
bedroom is vpstairs and he is sharing o bedroom with his sister, and they
are saying that they won't grant any funds because they say 'well if we
do that and spend £50,000 then in six months he might be walking and it
will be g wasfe of money'." ND? L89

As previously discussed, having o child with a disability had on impoct on
parents’ ability fo work, with five having given up weorking as a direct result of
their child's condifion. However, for those parents wha were still working, it
appeared thot In mosi cases employers understood parents’ needs when it
came to taking fime off. Some employers were happy for parents to work from
home if need be, and others offered flexible shifts. Mary, who warked for the
civil service, was able to toke school holidays off under the Disability
Discrimination Act.  All the faothers interviewed worked full fime. Alan
commented that his boss was not very understanding or accommaedating of his
daughter's situgtion. and would not allow him fo take time off for hospital visits.
Collin commented that he did nol frequently attend hospital appointments

becouse he was salf employed.,

Two parents commented that they were concemed. particularly when
they first found cut about their child's condition, of the impact the condition
would have on them financially. For Mary and Tony, there had been a concem
when the condition waos first ideniified that they might have to sell their house
and buy somawhere cheaper so that one of them would be able o give up

work,
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Caping Strategies Employed by Farents

The contextual and intervening conditions described above highlight the
climate in which parents without a diagnosis found themselves in. These factors
contributed to the emergence of a new parental dynamic whereby parents
first and foremost saw themselves os carers and advocates, rather thon
parents. Parenfs became proactively engaged in the search for a diagnoss,
advocated for their chid fo ensure thev received appropriate cgre and
freatment, and at the same time continued fo care for their chid with a
disabling condition. A number of emotional and behavioural coping strategies
were employed by parents. both intuitively and consciously, empowering
parents to manage this new role. |t is these empowearment sfrategies which |

will now go on to discuss,

Farents as exoeris

Over the years, parents had developed expertise regarding their child's
parficular condition and were knowledgeable about o vaorefly of issues
including their child's specific symptoms as well os ssues such as feeding.

behoviour and development.

“The girls have certfain defects on their hands, the lines. and their heads
are both small, and they have microcephaly and cbviously that has to
be monitored to make sure it grows in line with ther body. They aiso
have a prominent defect in their spine which profrudes oul.” ND3 L51

By developing expertise regarding their child's condition, parents were able to
engage in mere egalifarian-type. empowering relationships with their healih
professionals. Professionals treated them as partners by respecting and seeking
their input, keeping them well informed and ersuring they were involved in
decisions about tfesting ond treatment. Porents wanted fo be octive

parficipants in the diognostic process ond felt the medical team
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acknowledged them as experts on their child's condition, as highlighted by
Sophie who felt she was free fo “ring up [the geneficist] and say 'can you
check this on fhe databose™ [ND7a L43). Furthermore, a number of parents
were instrumental in developing a ‘working diagnosis' for their child's conditfion,
in collaboration with health professionals. This 'label' was a useful fool which
enabled them to complete forms and provide responses when asked by
people what was wrong with their child. Donna, for example. used the term
‘global developmental delay’ fo describe her son. Lourc and Abe used the
term ‘'outism’ which had been suggested as a possible diagnosis by their
paediafrician. Somantho and Donnag both used the term 'developmental
delay’. In Samantha's case, this had been decided in colloboration with other

health professionals.

“I just say developmental delay, | just say he's two years behind. | saf
there in o key worker meeting and | said 'what do | say? if I'm asked
what s Charlle's disability, how do | define 12’ And we cams up with
deveioprmental delay.” NDS L187

As well aos being occknowledged os experts. parents alsa wanted to be
acknowledged as being good parents, This idea was arficulated by Sally who
wanied to be seen as o "good mum” [ND1 L515). This provided g sense of

achievement and made the experience rewarding.

"When you get someone that soys 'well done, you've done fanfasfic’
that is something that nof a lot of people get and ..... It makes it all
waorthwhile."ND 1 L509

Developing relafionships: gathering information
As well os developing experfise and relationships with health
professionals, parents developed good relationships with other service providers

and parents. Through this. parents were able to access useful information and

ensure their child received appropriote care and support. The health visitor
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seemed to be a parficulary imporfant person clong the parental journey, and

was instrumental in providing information about local special needs nurseries
and disability benefits, as well as organising meeting between health and
service professionals. For two maothers, the health visitor was seen as o "rock”,
providing practical and psychological support not just to them as mothers, but
ic the whole family. Samantho had developed a good relationship with her
health visifor, who in fum had helped "organise all the meefings” (ND? L123)
with health professionals. She described her health visitor as a "substitute mum,
She locks affer us and makes sure that everything is fickity-boe and running like

clockwork.” (ND? L12)

Samantha hod also developed a close relationship with her housing

officer who had played an imporfant role in helping her access housing beneafit

"...she just came round with every single form and benefit that | was
enfifled to, Every single thing. things that | hadn't even thought or known
aboutf. And she sat here for hours and hours, days on end wrifing them
all for me. making sure | got exactly what | needed.” ND9 L128

Similarly, Julio had developed q good relationship with her health visitor as well
as with her paediatrician, who hod applied for speech and language sessions

for their son

Both Donna and Laura hod developed close fies with the staff at their
children’s schools and nurseries. Donna was always "happy to volunteer fo
help aut" at her son's nursery becouse they were “very short staffed” (ND2
L325). For Laurg, the head of the nursery her children went fo “made such a
difference” and "was just brlliont from the day we met him" [ND3 L155]). Cne
outcome of these close networks was that parents were given good advice
regarding services and schools in the area. Furthermaore, they recsaived help

and suppor accessing services. Laura and Abe, for example. were able to
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access a block of six speech and language sessions for their twins because of o
referral from the nursery. For Donnag, the close collaboration she had with the

nursery facilitated a smooth transition from nursery fo school.

“It was very easy for me to have him in the system and all the people
who waorked at the nursery knew me and knew Rob...so sfraightaway he
was in nursery ot three and then got ‘statemented’ while he was in the
nursery so that he definitely went to [name] school.” ND2 L229

Parents olso developed strong networks with other parents, in partficulor
with those whose children hod similar disabilities. For Laurg, “yvou find when you
have special needs children most of your fiends have got specigl heeds
children "(ND3a L287), primarily because they "are more understanding” ([ND3a
L302). Other parents were also o good source of informafion. For Julio,
developing relotionships with other parents had been helpful because they
were in a good posifion to judge whether you were being an “overy wormied
mofher” (ND8a L503). Alison. who was lold her expected baby was at high risk
of having Down syndrome after a 20 week scan, described how she "spent that
weekend laltking to colleagues fhat worked with xids with Down's; talking to my
friend who s a social worker, reading about Down's syndrome, getting as

informed as | could” [NDé L129).

The Intemet was a valuable fool for developing networks with other
parenfs and experts, in particular with psople that were in other parts of the
couniry or overseas. As one father commenied, the Intemet enabled you "to
take the geography out of it" [ND4b L944). Mary and Tony had found useful
information about coping with their son's visual impairment by accessing chat
forums. For them, they were able fo access useful information relating to day-

to-day issues such as eating, by speaking with other parents,

“"Online they say 'well | always feed my child on a white plote because
you do not get any white food so the child can always see the food'.
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lust the little things that you would not dream of going to the doctors for
but people don't tell you that. But if you go to these chal rooms all the
trivial things that are actually guite big things as a parent you can resclve
quite happily and quite easily because other pecple have been through
it or are in the same boat as you." ND4. 1949

Similorly Donna had been infomed by her social worker of a number of

different charities that she could access to help fund equipment

"l have hag help with gefting things like the washing machine angd a
frioge and o holiday every yeor and if | hadn'l glready got o computer
fhey would have provided me with o computer.” ND2 L273

For Donna, o key factor that maode @ huge difference o the experience of
caring for o child with o disability was "how much access you have fo
infarmation” (ND2 L272), highlighting the importance of information within the

empowenTient process,

Becoming the ‘gatekeeper’

Parents played an octive role in navigating the sysfem to ensure that
appropriate care, treatment and sarvices were met by service providers. In this
way, parents became ‘gateksepers’ for their child's care. Denna, for example,

began looking into appropriate nurseries as saon 0s she moved into the area.

"The day after | came down here which was on g Sunday, on Monday |
went to my old doctors to register with them and asked if | could speak
o @ health worker because | had the children and they were fen moniths
old at the time. And asked if there is anywhere for children with
disabilihes because glthough they're only ten months old. | had to put
things in ploce...." ND2 L224

Rachel ensured her daughier received optimal care at school by identifying
where services were lacking, and reporting this back to the schoaol.
"l go in there and | ligise with fhe SENKO fody who's in charge of the

whole school and if | have got o problem | just soy to her look and she
goes and sorts it gut... 5o ljust go in there and | say ta them look. this isn't




happening. this isn't happening and she says right | will ook into that."”
NDS L2218

Porents glsc proactively ensured that health professionals were kept up-
to-date with any appoiniments and tests that had been conducted. lulia,
Sophie and Sally all discussed how they kept a file with all correspondence they
receivaed from heaglth professionals, and ensured that all the professionals

involved in their child's care were kept informed.

Y| camy gll The letters I've received from the paediafric consulfant and
genetfics and somefhmes those letfers haven't yet been put on file and
sametfimes | have o pull out the letter and show it to them" ND7a L1145

Julio ensured that her paediatrician, health visitor and GF were copied in to gl
caolrespondence to ensure there was a "feam of people pulling the some way"
[NDE L473). These strolegies ensured parents iook confrol, where possible, over

thelr child's care and treatment.

Fighting for services

Pushing or fighting in order to access services was identified os a key
strategy employed by parents. In fact, the words ‘push’, '‘pushing’, ‘fight' or
‘fighter” were mentioned 48 times durnng interviews, Sally, for exomple, had fo
fight her local council in order to get her daughter into a special needs school
because the local councll wanted to keep her in mainstream schooling os she
did not have a diagnosis.

“l was willing to take them to fribunal ond fight them becouse | know

Claire deserves more. And it fook a lot of time and effort to do that."
MDY L438

Laura and Abe had been fighting the council 7o get access to respite care,

and had only recently succeeded after months of persisting.

"well we've just managed fo get some respife which again we've had
to push for ND3 L389
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Likewise, Rachel and Alan reported being constantly on the phone to try to

organise occupational therapy, and Samantha was currently fighting her

housing asseciation in order to fry and get a downstairs bedroom fitted.

"I've got ancother appointment coming up and we're just pushing and
pushing." ND9 L88

Whilst most parents discussed examples of where they hod had to push
or fight for services, those parents that had ¢ good support network around
them managed fo share the burden. resulting in what appeared to be a less

roumatic expenence overall,

“My support group thai I've got, | don't actually go to ¢ support group.
but the support group that | have, the occupalional therapist, my health
visitar that is sfill very much involved... They are all really pushing hard for
me, they are doing all they can.” ND? L100

Developing explanatory theories and diagnoses

Developing theories about cause and diagnosis of the child’s conditfion
was evident during five interviews. Mary, for example, wondered whether she
had conirocied chicken pox from her brother during her pregnancy and this
had somehow affected fhe fetus. Alan affributed his daughter's shaking as a
symptom of a particular kind of autism. Similardy Laura believed that her two
children had outism through “research ond the Intemet and other pecople we
spoke to" (ND3a L37). These explanatory theories and diagnoses may have
been psychological coping mechanisms which imbued parents with a greater

sense of control over the situation
Readjusting 'the norm’

A number of parents talked about comparing their child to others whom
they considered to be 'worse of'. By doing this, parents readjusted the

spectrum of what was 'normal’, possibly in order to occommodate their own
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child in a position that was not at the worst end of the scale. Donna, for
example, felt “lucky" [ND2 L587) that her son was hoppy and was not
constantly in and out of hospital like some of the other children she had seen.
After reading stories of other children on the website of a patient organisafion,
Sophie felt that her and her husband weren't “foo badly off” [ND7 L243).
Similarly Julia and David felt their own situation was not as bad as it could be

after seeing other children at a hydrotherapy centre.

dulia: “....you realise there are children there that are far worse off than
Nick. Children with severe cerebrol palsy, sping bifido, all sorfs of
problems and you just think,.."

David: "It pufs it in perspective”

Jdufia: "Puts it in perspective and you kind of think what am | coamplaining
about...." [ND& L245)

These may have been coping mechanisms parents employed in order fo

remain posifive.
Internally readjusting —-accepifing and remaining positive

There were numerous comments related o 'cccepting the situation’,
‘gefting on with life' and ‘just enjoying' your children. These highlight the
positive auflook parents tried to maintain during what was frequently a difficult
and complex joumey. For Julia, it was important to accept her son for who he

was, and not compare his progress to that of his sister.
"What he'll be he'll be, what he is he is, we don'f mind" (ND8a Lé4)

Laura had found that she had accepied her child's condiiion, and insfead of
worrying about a diagnosis was keen to “just get on with day to day life” [ND3a
L592). Similary Somantha, who was not as focused on finding o diagnosis as

shie had once been, acknowledged that "even it we had a diagnosis he's stlf
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Chartie to me if's not going to change him. not going o change him in the

sightest.” ND% L345

Parents were keen to enjoy their children regardless of their medical
problems. Comments such as “Let’s enjoy Aim™ (ND7a L302) were echoed in
four inferviews. Parents were also aware of the need to focus their energy on
being ophmistic, s highlighted by comments such as "vou have fo keep
positive thinking” (ND5a L498), and "when you focus on the positive your life
becomes so much easier' (ND8a L229). Furthermore, they were anxious to
express how rewarding and loved their child was. During seven inferviews,
parents mode positive comments about their child such as "l love her to death”
(ND1 L265), "we just love her fo bifs" (ND5a L506) and "he's inspiring somefimes
as to how loving and gorgecus he is" [ND? L368). For Alison, even though the

expernence had been difficult, it had been “positive overall” (ND& L328).

5.4.4 Consequences of sirategles used for coping

By using these strategiss, parents empowered themselves to effectively
care for their child, and they were able to keep from becoming overwhelmed
with the day to day practical and emctional difficulties of raising a child with a
disability. The conseguence of this was that the nature of being a parent
evolved., and the main role shifted to focus on advocating for the child.
Furthermore. as fhe parental shuation became increasingly manageable
parents were more able to cope with the difficulties of living with uncertainty

When probed, five parents said that a diagnasis was no longer o priority.

“There is nothing | can do is there. And | will chase it, but not to the point
where it's like | wake up every day and worry about it,” ND?P L3532
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5.4.5 Reconstructing the meaning of being o parent: the central

phenomenon

The journey experienced by parents in iheir search for o diagnosis, had a
profound impact on how parents viewed themselves. In order to cope with the
challenges and demand: they encountered, parents moved from being
reactive to proactive and empowered themselves through the development of
a number of manogement strategies. Parents had to go above and beyond
what in other circumstances they would be expected io do. Furthermore, they
had to adapt in order to effectively manage the situation. During this process,
the meaning of what it was fo be o parent adjusted and the primary focus
shifted fo caring and odvocatfing for the child's condition. The following

comrmeant by Loura perfectly encapsulated this idea.

“You have to push, you have to say what's happening and you have 1o
chose people. 've had people where |'ve been wailing for
appoinfments and |'ve had o nng them every day, and you end up
getling to a point where you're like ‘| don't care if | upset you now, my
children maftter and you don't’. And I'm nof that sorf of person but {'ve
had to leamn fo be that sort of persan. And | think that's the biggest
thing." ND3a L437

This phenomenan | have described as 'reconstructing the meaning of belhg a

parent’, and if farms the basis of the theory | will discuss in the naxt section.

55 Discussion

In this section, | will elucidate the theory presented at the beginning of
the Findings section and discuss how It emerged inductively from the dafa. | will
compare the theory with the findings of Rosenthal et al. [2001) and
Graungoard and Skov [2006) who conducted similar studies assessing the
parental impact of raising a child without o diagnosis. | will also apply pre-

existing theories to help inferpret the findings. To begin with, | will look at how
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the coping strategies | idenfified relaie fo the wider body of literature within

healthcare.

551 Previous research

Previous research into the parental experience of raising a chiid with o
disability has identified similar contextual and intervening conditions as the ones
idenfified in this study. Frustrafion, for example. s an experience frequently
discussed In the literature. In o gudlitative study of parents’ experierice of
hearing loss, Russ et al. (2004) found that parents were generally frustrated with
appointment delays, resource limitations, and the occessibility of information
given to them by the medical team. In a study conducted in Canada in which
parents'’ expenences seeking raspite care for children with special needs was
reviewed, Doig et al. [2009) established that caregivers were frustrated with the
process of finding and obtaining respite care. Families of children diagnosed
with type 1 dicbetes (Wennick and Hallstrom, 2007) felt acceptance yet
frustration with the care-giving experience. ond parenis of children with
Kawasaki disease |[Chahal et aol., 2010) were frushroted by the lack of
information available in lay language and the limited scientific knowledge

regarding the long-term consequences

Frustration was aclso o prominent theme in the study conducied by
Rosenthal et al. (2001). Parents of children with undiaognosed conditions
reported feelings of frustration because people did not believe that their child
had a syndrome. In addition, they were thwarted in their attempts to locate
approprate support groups and meet parents of children with similar dicgnoses
in order to find a tangible vision of their child's future. Similarly, in Groungaard
and Skov's qualitative sfudy (20064). porents of undiagnosed children were

frustrated at the lack of information specialists were able to give them.




Other experiences, including distrust of health professionals, loss of
control, loss of expectation and loss of employabilify have also been identified.
Huang et al. [2009] explored the experience of mothers after leaming their
child's diagnosis of cerebal palsy and found that parents mistrusted healthcare
professionals when appropriate referrals were not made or when there was a
mistaken diagnesis. Furthermore, mothers felt out of confrol and poweriess, with
the diagnosis fegling like the ‘end of the world', and physicians giving no hope
for their child's future. Godress et al. (2005) found that grief due to loss of
expeciafion wos 0o common experience for parenits of children with mental
illness in a study conducted in Australia. In a study of children with conditions
including cerebral palsy, Down syndrome, stroke and spina bifida, Green (2007)
found that the process of looking ofter a disobled child was 'physically
exhausting' [p155), and had serious conseguences for maternal ability to meet
employment expeciations with more than 50% of pariciponts out of work.
Mothers also required infensive, fime consuming contact with the medical

team,

Empowerment strategies used by parents to manage raising a child with
a disability are also frequenily discussed in the literature and give weight o the
findings from this study, Green [2007) found that mothers took responsibility and
often hod to fight fo ensure children received the medical treatments
prescribed fo them, despite opposition from health and social service providers.
In addition, they engaged in advocacy activities, negotiotions and paper work
that were necessary fo provide their children with the services experts had
reccmmended, and became experts in navigating the heaithcare and social
service systems. Similarly, Doig et al. (2009) identiified that navigating the system
was one of the main strategies used by parents of children with special needs

te find respite care. In a siudy conducted by Nuutila and Salantera {20086) .
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parents ware found to become experts in the skills and knowledge nesdad fo

care for children with condifions such os asthma, epilepsy, muscular dystrophy
and leukgemia, and developed the abllity ond willngnass fo participate in
decision-making. Graungaard and Skov [2004) also found that parents wanted
to be acknowledged by clinicians as experts on their child. Networking wos a
key strategy odopted by parents In o study conducted by Weust (2000)
Parents actively networked with health protessionals, support groups, school
staff and friends in order io increase knowledae and understanding of system
structures that potentially influenced caring. Furthermore, information seeking
was identified as a strategy used by some parents in order to cope with the
diagnosis, management plan and proegnesis of children with chronic ilinesses, in

a study conducted by Hummelinck and Pollock [2004).

5.5.2 Findings unique within the experience of having no diagnosis

Whilst the experiences and strategies cited gbove are encounlered by
parents of children with diagnosed aond undiognosed conditions, there do
appear to be a number of findings particularly pertinent to the experence of
having ne diagnosis. First, the difficulties described in studies where parents did
have a diagnosis are primatily sociological constraints, 1.e. they encompass the
difficulfies meefing the personal, medical, educational and social needs of the
child within a system that s often nonresponsive, poorly organised and
underfunded. Whilst the parents in this study did experience these burdens, a
key difference is that they also experienced ongoing, long-term psychological
issues, specifically the difficulty of not having a reason for their child's condition.
or ‘a tangible vision of their child's future’ (Rosenthal et al.. 2001). perpetuating
a fealing of being out of contral. Similar findings were identified by Graungaard

and Skov (2004). In their study, in which half the children hod a diagnosis and
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the other half did not, it was found that parents without a diagnesis were found
to fluctuate much more between emotional and cognifive dimensions such as
frustration/onger and confidence, and powerlessness and possibilifies for

action, than parents with a diagnosis.

Another key difference concems the issue of future risk. Some of the
parents in this study and the Rosenthal ef al. [2001) study were concemed
about whether future children might be at risk of the condifion. However, this
finding was not apparent in studies where children did have o diagnosis. The
reason for this is likely to be that for diagnosed caonditions, health professionals
are able fo provide parents with a recurrence risk. Where the etiological
explanation for the child's condition Is unknown, it is not possible o provide

such o risk.

Parents of children with very rare conditions for which very litfle
information is available are also likely to experience some of the psychological
issues experienced by porents without o diggnosis. Alison, for exomple, had
been given a diagnosis of o chromosome franslocafion yet expenenced
frustrafion at having no clear prognosis for her child, just as the other parents in
this study did, as the transliocation was so rare. Feelings of poweriessness and
frustration at not having a clear progniosis may also be experienced by parents
of children with highly variable conditions. It would be interesting fo explore this
further to identify whether there are similarities of experience across parents
with very rare, varable ond undiognosed conditions. It so, psychosociol
information developed for parents of undiagnosed children may ciso be

relevant for parents of very rare and variable condifions.

181




he development of o grounded theory was the culminafion of

el

riumerous stages analysis ©

the dagia Durmg. these stages, differer
relationships between the categories were ideniified. Towards the final stages

of analysis, o cenfral caltegory wos chosen which linked togsther fi

2 other

major categaries and logically exploined what was occuming in the daia

| will now provide an overview of these stages to account for how the
grounded theory was developed inductively from the daia. A number of

integrative diagrams were developed during these stages which helped

visualise the parental story and link categories.
The parenfal journey — o series of waves

Durning the initial siages of theory development, it became clear from the
data that parents were describing a joumney thaot began when a medicaol
oroblem was identified (either during pregnancy or during the sarly stoges of
the child's development), and was sfill ongoing at the fime of the interview. This
joumey can be viewed as a senes of wavas or transiion penods made up of
both positive and negative experniences. These 'ups’ and 'downs’ include both

social as well as psychological encounters, and highlight the ‘rollercoaster

that parents described. a unifying feature of all the experences documented




Figure 5.1 Wave diagram representing the psychosocial experience of
Samantha Clark (ND¥%)
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Identifying empowerment strafegies

it become clear during axial coding that whilst parents were describing
a journey filled with psychotogical and social complexities, there was another
process occurming. Parents were consciously as well as unconsciously
developing numercus strategies fo cope with the difficulties they were
encountering. These strategies were being used as o ool to fackle the real
waorld issues, such as accessing benefiis, or finding suitable nursenes or schools,
as well as inner world issues. such os dealing with the loss of the child you

thought you hod ond re-evaluating feelings aboul disability.
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Table 5.4 Coping strategies as a part of the parental journey

Problem experienced Empowerment stralegy

Child not reaching certain milestones Porent networks with other parents

Concem about being an “overly through Infernet and support groups o
womead moiher” discuss concemns

Mo speech and language therapy Parent lobbies to get service funded

available af local hospital

Parents: nofice new aspect. of their Parent contocts ‘consuliani to discuss
child's condition the observation. Engage in mutually
active decision-making

Nat having a diognosks |lsads fo Parent develops a 'working diagnosis’

problems accessing sefvices or benefils with the professional suppor! feam

Poor communicafion belwéen heaith Parent comies folder  with  all

professionals comespondence lo appoiniments.
keep professionals ‘i the  loop
regarding tesis and consultations

Identification of a cenfral phenomenon

There were a number of key categories considered important to the

inferpretafion of the parental expenence Thase included ‘'frustration’
empowenmen! strafegies’ ‘legaming fo live wiin uncerainty’ and ‘parent

engaged in caring'. Empowerment was a central and unifying experience for
parents in this sub-study, as it had been for the participants interviewed in the

camier sub-study, This finding therefore confirmed empowerment as a key
ical genetics in a specific area. Yet whilst empowerment was a
central finding, there was. | believed. o more profound parental experience

occurring. In order to achieve a more overarching explanation, | went back to

-+

he data to establish further links among categories, using the paradigm model
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{Strauss and Corbin. 1998) o identify the conditions, actions, interactions, and

consequences in the dota. Visuglising the daota in ihis way hélped me tfo
recognise that there was a dynamic relafionship between the empowerment
strategies parenis employed and their expenence of being a parent, and that
this was central fo the stery. With this in mind | went back fo the data to look for
ciues to help decipher what was happening as parents empowered
themselves to advocate for their children. Laura's comment about having to
learn’ to be a certain type of person (ND3a L437) struck me as cenfral. There
was a shift or adaptation occurring for these parents who were having to "re-
leam"” what it meant to be o parent. This was either becouse the experience
was 5o different from a previous one (if they had more than one child), or it was
different from the experiences of parenting other friends and/or family had

had. | conceptuaclised this central idea as ‘reconstruciing the meaning of

o

eing a parent’. | then went back to the data to ensure that the other

0l

ategories logically fited with this major category.




Figure 5.2 The central phenomenon
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In order to verify the caore concept | used the flip-flop technique [Sirauss
and Corbin, 1998) o obiain o different perspective on the key finding. | asked
myself how this experience was different from the ‘normal’ parenting role in
which parents care for their children. To help answer this question, | went back
to the dato to search for answers. | was porficularly interested in re-reading the
interviews from parents who had previous porental expenence before the birth
of the undiagnosed child, fo find out how their perceptions of parenting had
changed. If recenstructing the meaning of being a parent was the
phenomenon that was occurming here, to what extent did they have 1o
reconstruct this meaning as a result of canng for an undiagnosed child?
Comments made during the interview with Julia and David helped answerec
this guestion. Julia had discussed how her first cnild Zoe, had gone through life

“problem free” and that because of this, “every fime Nick did something

i ]
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unusual we didn'f know if it was something medical” (ND8 L572). She then goes

on to say:

"I think this whole process is g very sfteep leaming curve because you
leam about vour child, cbout the development of your child and that it's
not going the way it's supposed to be going in terms of milestones and
you think ‘oh it's not going the way it's supposed fo be going', especially
when you've had a child who has done it so easily.” [NDB L&6Z27)

This comment clearly articuloted how different the experience of
parenting was for Julia the second fime around. The experience was 'problem
free’ the first time because for ‘normal' children. clear pathways in ferms of
child development, health, education etc. exist. However, children with rare or
undiaognosed conditions daon't fit into this regular care pathway because they
are not progressing 'the way it's supposed fo be going'. They require different
pathways. However, for these conditions, such pathways don't exist. Parents
are therefore left to carve these pathways for themselves, o process which is a
steep leaming curve'. In this sense, ihese parents are pioneers. They have no
model. from their peers or their own parenis, to copy or reject. This is one of the
reasons many of them joined support groups. Support groups provided the
opportunity for parents to gain knowledge and skilis from other parents (Mary’s
comment about being told by another parent to put foed on a white plate s a
good example of this). Furthermore, parents leamt to fight ond be advocates
for their children in order to ensure that these new pathways were developed
and thal their children received the services. care and treatments they

deserved.

Reconstructing the meaning of being a parent; a dynamic process

In the final stage of theory development, | decided that fhe
conseguences were not in fact an ‘end point' in the porent journey, but were

part of an ongoing dynamic process. The core cofegory. sitraotegies and
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participants in their child's core and treatmeni, adopting the role of the
gatekeeper and facilitating the dicgnostic process. Parents were also forced
to 'fight for the child’ [p304) in order to ensure investigations were caried out
quickly. Emotional coping strategies included perceiving the child in a positive
light and retaining hope. Rosenthal et al. identified similar coping strategies.
Paorents were active in ensuring their child received appropriate services,
wonted os much informotion as possible, and developed networks with other
parents in order to leam sfrategies for procuring services and obtain emctional
supporl. Fighting for services from schoo! districts and therapeutic services as
well as for assistive equipment was also an issue. In addition, parents expressed
an evolving acceptance of their child's limitations, o finding similar fo the
consequence | identified in which parents leamnt to live with uncertainty. Whilst
none of the authors discuss their findings explicitly in relation to parents
reframing their role, both studies do give examples of parents developing

strategies in order to care effectively for their child.

555 Interpretation of the findings through existing theories

Well established theones of coping can alse be used 16 help explain the
findings from fthis study. Miller [19287) describes two styles of coping when
confronted with a threatening situation. There are the maonitors, who sesk fo
reduce threat by seeking as much information os possible, and there are the
blunters, who avoid inforrmnation.  In this study. information seeking was an
important strategy adopted by parents. In this respect, the parficipants in this
study could be described as 'monitors’ because their method of coping was o
actively seek information. Inaddition to information seeking, other behavioural
coping siiafegies employed by porents nciuded developing relofionships ond

netwaorking with professionals and other parents and becoming the 'expert’ in
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the child's condition. Fram an emotional perspective parents leamt to accept

and enjoy their children for who they were, and remain in a positive mindset,
These coping strategies are very similar to those described by Lazarus and
Folkman (Lazarus and Folkman, 1984). They describe coping as consisting of
two different shrategies. There is problem-focused coping, which is ‘coping that
is directed at managing or altering the problem causing the distress’. and
emofionol-focused coping. which is 'coping that is directed at regulating the
emotional response fo the problem’. Parents used both these strategies in this

study suggesting they were successfully coping with their situation.

The term 'coping' however, describes a parent that is just managing or
surviving. BEmpowerment is a more accurate description of the parenfs in this
study because it denotes more than just coping. Funnell et gl. describe an
empoweraed patient as somecne who has "the knowledge, skills, attitudes, and
self-owareness necessary to influence their own behaviour and that of
others...to improve the quality of their lives” (Funnell et al., 1991), attributes that

parents in this study had acauired.

The theory of the need for cognitive closure [NFCC) is another theaory
that can be used fo infempret the findings. The theory wos developed as an
explanation for the cognitive-motivational factor that underlies the way people
interpret and respond to their soclal environments (Webster and Kruglanski.
1994). People al the high end of the confinuum are motivated o search for
certainty and have a low folerance for ambiguity, and those at the low end of
the confinuum prefer uncertainty and have a high tolerance for ambiguity.
whilst some parenis indicated that a diagnosis was no longer their main priority,
parficipants in this study were still actively searching, indicating a desire for
certainty. A diagnosis was seen as a means of having a prognosis, would

provide psychological relief, and for some parents would resolve issues of
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penonal responsibility.  Further investigations using the Need for Certainty Scale
would help to confirn how strong this need was for parents of undiognosed
children, however the findings from both Graungaard ond Skov (2006) and
Rosenthal et al. (2001) also imply that parents without o diagnosis are searching

for certainiy.

The need for certainty has been ideniified as a motivator for individuais
seeking genetic counselling in other studies. In a study by Skirton (Skirfon, 2001),
in which the need for certainty was assessed in users of a clinical genetic health
service, it was found that clients preferred predictability to unpredictability, and
were uncomfortable with ambiguity. Discomfort with ombiguity was
significantly higher when the paricipants’ main concems centred on theair
children ond need for ciosure wos also verbally expressed by pariicipants
during interviews, Whilst it 5 the cose that the participants in this study were
found to haove developed sempowerment strategies. were ssarching for
cerfainty ond appeared to conform fo the moniforing siyle of coping
described by Miler [1987), it may not be the case that all parents of
undiagnosed children are coping as sffectively. Those who do not seek
certainty ond are 'bluntes’ may be less likely to participate in this kind of

research,

Finally, the principles of information seeking described by Harris and
Dewdney (1994) help to explain the manner in which paricipants sought
information. Harris and Dewdney describe several principles of Infomation
seeking, including that people seek information in familiar and comfortable
patterns, prefer their information to be accompanied by emotional suppaort.
gften follow an informal o formal continuum, ond seek infarmation in an
opportunistic way. These principies might explain some of the ways in which

participants in this study gathered information. Alison, for example, who was
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told her expected baby was at high risk of Down syndrome, sought information

from colleagues ond talked to a friend who was a social worker instead of first
speaking with health professionals or consulting interpersenal sources such as
the Intemet. Julio frequently discussed the importance of speaking with ather
parents to ind out about haw ather children developed, and whether she was
being an ‘overy womed mum'. Similary, Tony and Mary found chat forums
useful sources of information because they could speak with ofther parents
around the world. By gathenng infarmation in the frst instance through informal
sources such as friends, other parents or frusted professionals [such as the

heaolth worker), parents were able to gather information in an informal yet

emaotionally supportive setfing.

5.4 Conclusion

Parents with undiagnosed children undergo a complex and fregquently
difficult journey. In order to manage this situation effectively, parents develop
numerous sirategies o empower themsslves. These include actively
participating in the search for a diagnosis. Information gathering, and
establishing mutuadlly active relationships. During this process, parents carve
new care pafthways for ther child, ond are more able o access appropnate
care, treatment and services. Furthemmore. during this process. the previous
anticipation of whot it means to be a parent is lost. So begins a new frajeciory,
whereby parents begin to reconstruct the meaning of what it is to be a parent,
a main theoretical finding from this study. In the next chapter | will discuss how
the findings from the interviews were used 1o inform the development of the

patient information rescurces



Chapter Six:

Development of the Educational Resources

6.1 infroduction

in this chapter | will present the method used to develop the information
resources for pafients and families. | will discuss the reason why a booklet
format was considered most suitable, describe the aims ond objectives of the
booklets, and present the method by which the content was developed.

Furthermaore, | will set out the procedure used to test ond revise the booklets.

6.2 Sefting the Scene

Pafienis are faking a greater interest than ever before in managing theair
heglth (Coulter, 1997). Prnfted information, such as leafiets ond booklets, is an
important part of the information giving process, and has been shown to
improve information retention by up to 50% (Entwistie and Watt, 1998,
Macfarlane et ol, 2002), enhance the communicotfion process between
patient and heaclith professional [Bucker et al., Cheung et al.. 2007). improve
patient knowledge [Arhan et al., 2009, Bucker et al.,, 2010, Scola-et al., 2008],
and reduce anxiety (Kulluturkan et al.. 2010). in the context of genatics. used
alongside verbal communicotion, written information hos been shown io
improve patient safisfaction [Austoker and Ong, 1994, Mancini et al.. 2004,
Roshanai et al., 2007) ond support the decision-maoking process (Mancini et al,,
2006). With genetfic litergcy amaong the general population being relatively low
[Skirforn and Eiser, 2003), written information is essential o support verbal

comrnunication with o genelic specialisl. Furthermore, genelic mutolions

identifled in individugols have implications across extended families, Written




information can provide imporiant informafion obout risk and inheritance to

those who may not themselves have seen a genetic specialist,

As outlined in Chapter One, this study consisted of four phoses, In Phose
|, a systematic review was conducied to identify key themes which could be
included in the information resources. During Phase 2, further themes were
idenfified through in-depth interviews with service users. Phase 3 involved
further development of the content of the resources through a review of
existing potient information and through consultation with key stakeholders
including patient group represeniatives. health professionals and interviewees.
in Phase 4, the resources were piloted with service users thraugh genetic clinics.

The remainder of this chapter details Phase 3 of this study.

6.3 Aims and Objectives

The aim of Phase 3 of this study was to develop evidence-based
resources for: (1) people who have been idantified os camers through genetic
testing; and [2) parents of undiagneosed children; which provide both sciendific

and psychosocial information to the reader. Moreover, they should:

= enhance the communication between service user and the genetic
specialist through reiterating some of the important genetic
concepts and through the use of diagrams;

» ensure that scientific information, such as the function of genes and
chromosomes or genelic inheritance patterns. are presenied in o
way that is clear ond understandable;

» provide psychological and social informatfion, and highlight these
through the use of personal quotes:

»  reduce any anxiety that might exist as a resuit of either receiving

carrier test resulis or being the parent of a child without a diagnosis.
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by providing semrvice users with information that 5 clear, accurate
and useful, and by directing them to further infarmation sources that
may be of Interest, such as patient organisations, charifies and
govermment badies;

= ensure that the information is relevant, effective and satisfies service
users' informafion nesds:

= ensure the language and design of the content is suitable, clear and
legical: and

= ensure fThe resources are available in a medium that 5 easily
agccessible fo health professionals and pafients, and keep

development and reproduction costs to o minimum.

6.4 Methods

Detalls of the four phases of this study are provided in Figure 6.1.

Figure 6.1 Overview of the development process
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6.4.1 Grey literature review (Phase 3.1)

A number of key themes and issues te inform the psychosocial cantent of
the resources had already been identified through o systematic review of the
literature and through in-depth interviews. In order fo further sstablish the
conient of the resources, a review of existing infarmation resources for patients
and families was conducted via g web-based search in Apnl 2002 and through

a catalogue search of patfient informafion available at the Genetic Alliance

UK,

Carrier resources

Due fo the large omount of information on the Internet thot related to
the impact of carrier festing and on being a carmier, only patient information
that had been developed either by o patient organisations or by a clinical
genetics cenfre was reviewed. Informafion relating to a variety of condition
types was included. The resourceas included in the review are presented in

Table 4.1,

Whilst reading through each resaurce, the key issues that related o the
impact of camier test results and living as a carrier were recorded [Appendix
12). Issues relating to making a decision abgut catrier testing and the testing
procecdure were not included becaouse the bhooklet was aimed af peaple who
had already been identified as camiers through tesfing. This wos becouse the
majority of themes derived through the sysiematic review and the Interviews
related fo the experience of being identified as a carmier, and not the decision-
making process beforehand. Once this process was complete. the issues were
grouped together into main themes. A comparison was then made between
the issues identified acrass all three phases. These are presented in Table &.2.

There was significant overlap, highlighting the reliabiiity of the findings. This can
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‘Non-diagnaosis' resources

IKI

Only three resources related to living without o

through a review of existing pafient literature

information ovgilcble to parents in this position. The resocurces

A et g
ted in Table 6.3.

presen

diagnosis were identified

highlighting

Table 6.3 List of organisations and resources identified for grey literature

search on living without a diagnosis

Organisation

Location

Contact a family ~ 'Living Without a Diogriosis

Early Support - 'Information for Parents when your Child
has no Diocgnosis'
Syndromgs Without A Name USA = short informahon

pamphlad

Appendix 13

Append |4

Appendx 15

The main issues from these resources were recorded

then compared to the findings from the parent inferviews and the

ond Skov [2004) and Rosenthal ef al. [2001) studies.
made befween the findings. Once again, there

parficulary between the |iterature review dand the
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Table 6.4
to living without a diognosis

Main Themes

Main themes and issues identified across the three phases relating

Systematic Review

Interviews Grey Literature
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Main Themes
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systematic review, interviews and grey literature search. It was decided that an

A5 booklet format was the most appropriate size o use, the reasons being:

» | haa previous expensnce developing informotion booklets using
Microsoft Office Publisher 2003;

» g booklet can be kept for fulure reference and shared with family
and friends which is impaortant in the context of genetics;

» it does not require access to a computer or the intemet;

= it & relatively cheap fo publish o3 it only reguires A4 plan paper an
a printer;

» an A5 formaot is easy to camy.,

The content of the resources was loosely based arcund the key themes
and issues identified during Phases 1. 2 and 3.1. Scientific information was
provided at the beginning of the resource, followed by psychosocial
information. Quoctes from the interviews were embedded in the text to
enhonce understanding and give a personal account of the psychosocial
themes discussed. Sentences were kept as short as possible and the text was
presented in short paragraphs to promote sase of reading [The Plain English
Campaign, 2002). Recommendations from the Mational Health Service [NHS)
for producing patfient information were also followed [MHS, 2003}, These
recommendations include using clear communication, pafient-friendly text
bulleted or numbered points, heading, diagrams and pictures. While paper
and black ink were used for the booklet to produce a cleor contrast, and o
font size of 12 was used to ensure the information was legible and suitable for
general readers [MHS, 2003). Permission was provided by the designer to use o
diagram of genes, chromosome and DNA that had been identified in a Cancer

BACUP publication. Additional figures, which included visual representations of
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inheritance pattems and chromosome fransiccations, were developed with an

illustratar.

Afar the first draft of each bookliet hod besn completed, the text was
subjected to the Hesch-Kincaid Readability Test (Flesch, 1948), in which the
rating is bosed upon the average number of syllables per word and words per
sentence. The camer booklet scored 70 on the Flesch Reading Ease Score,
indicating it was easlly understandable by 13-15 year old students, The non-
diagnosis booklet scored 47, olso indicating it was understandable by 13-15
year old students. The booklefs were therefore considered fo be pitched at an

acceptable level for most readers.

6.4.3 Pilot with key stakeholders (Phase 3.3)

The next phase involved pilofing the booklels with key stokeholders.
These included genetlic specialists, a clinical psychologist, a consuliant
paediatrician, the Health Visiting Union [CPHVA) ond o number of paftient
group representatives.  The patient group representatives were from fthe
following organisations: Mencap UK, Syndromes Without A Namea [SWAN), the
Fragile X Society ond the CF Trust. Draft copies of the leaflets were sent out and
stakeholders responded either vig email or telephone. Respondents were
osked to comment on content, layout and design and encouraged to use
frack changes and comments boxes. Bogklets were then revised in
accordance with the suggestions made. Minor changes to the figures were

also made with the illustrator.

number of which have been included beiow by way of example.
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Camer booklef

"Not sure this level of detall Is needed.” CF Trust. Refeming fo o
paragraph discussing uncertainty of test resulls.

“It is good to show different reactions, but maybe this could be
shorter — scenanos alko seem a bit black and white." Fragie X
Society. Refemng to the section 'Relationship with Partner'

"I would also include here the sentence 'It is much better to do this
before you are pregnant If possible, to give the medical team and
the laboratory time to prepare for a possible test.'" Genstic
specialist, Referming to information about discussing prenatal tesfing

with your doctor, in the section 'Future Children’.

'‘Non-diagnosis' booklef

"It can be a good idea to have a letter from a consultant explaining
what is mean! by 'undiagnosed' which you can send with the

]

applications.” Paraphrased from telephone conversation with the
founder of SWAN. Eeferring fo the 'Advice for Parents’ section.

"It would be useful to have an uplifting quete at the beginning of the
bookiel.,” Mencap.

“Health visitors would not ordinarily refer children to consulfant
paediairicians, they are more lkely to refer them fto community
paediatricians.” CPHVA. Refeming to the secfien on the role of the
healfh visitar.

"I think it is important to say. in response to the foct that parents find
it frustrating having tc repeat their child's life story, that in maost cases
it is necessary because there will be very specific things the specialist

is interested in finding out fhat relate to his or her particukar
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speciality.” Poraphrased from a conversation with o genetic

specialist when discussing the 'Doctors and Specialisis’ section.

&.4.4 Piloting booklets with interview participants (Phase 3.4)

After amendmenits had been made following consideration of responses
from key stakeholders, a second pilot was conducted with inferviewees who
expressed an interest in reviewing the information resource. This was to obtain
feedbock conceming confent and layout, and also to ensure that the caontent
was relevant fo inferviewees' experiences (respondent validation). This is a
method recommended by 3Sfrauss and Corbin (1998) to ensure the findings
mirror the experence of the inlerviewee. A shor survey (Appendix 17 and
Appendix 18) was developed for each booklet incorporating some of the
questions from the DISCERMN tool [Chomock et al, 192%) and the Patient
Satfisfaction With Information fool [PSWI) [lones et al., 1999). Text boxes were
included for comments. Surveys were fested out with a number of researchers
at the Genetic Alliance UK to ensure they were clear and answerable. Surveys
were then posted to interviewees with o letter inviting them fo participate in the
survey (Appendix 19), a copy of the booklet, and a freepost envelope.
Parficipanis wera asked to respond within two weeks. Those that hod not
responded were sent a reminder letter affer three weeks. Five out of 11 (45%)
pariicipants responded to The corrier testing survey. Eight out of 14 participants
(57%) responded to the Non-Diagnosis survey, Even though both members of a
couple were sent a survey each and asked fo respond independently, some
may have completed their survey jointly, which may explain why not everyone
responded. Responses to the surveys can be found in the Table 6.5 ond Table

6.5,
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Table 6.5 Responses to the survey concerning the carrier booklet

Description Definitely Not To some
entirely degree

Did you underst 2
mfoomoation (Saction 1)

Was the Ganes, Chromosomes and

DA diggram cleor?

Was the discussion gbout the l 4

smolionol and social consegquenceas

(Section 2] of the fest results usefulg

Does the leafiet provide sufficient 3
information about where you can find
cddifional information and support?

Is the leoflet balanced and unbioseds | ,

Is the iIntormiotion redevant 1o your own I 4

experience?

I5 it clear who wrote the leaflet and 2

when it was produced?

Definitely
yes

L%

Do you like the overall design of the | 2 |
leaflel?
Bosed on the answers toqll of the | 3 1
above questions, rale the overall

Feedback regording camiar booklet

One person commentad that the format of the text wos too dense
anaof felt uncomfaortable that she was the only spinal musculor atrophy

L | L

Thesa were
the booklet was divided info three separate booklets
el tific to the three types of inheritonce pattems

scores from the survey, two maor amengments were made o the

n response to these comments as well as the




recessive inheritance, X linked inheritance and chromosome
translocations) to make the scientific information clearer and less text
hedvy: and

the name of the conditfion was removed affer the guotes from

)

camiers so that there was no possibility that carriers could be

identified (after discussion with the SMA carier).

One concem | had related fo the fact that the booklet on chromosome
transiocations had only been informed through one inferview. In addition.
many of the guotes included In the booklet had besen taken from carriers of
recessive of X linked conditions. To ensure that the guotes were relevant, and
that the content of the booklet was appropriate for translocation carrers, the
booklet was piloted with members of Unique, the patient organisation for
people with rare chromosome disorders. Overall, the response o the booklet
was very posifive. however a numiser of helpful comments were suggested by
members. These inciuded some minor amendmenis to the fext fo improve

readability, and the inclusion of a quote, provided by a woman who had o

balanced franstocation, about her experience of terminating a pregnancy.




Table 4.6

Description

Dicl it tell you anything new?

Did you feel overwhelmad with

g L _
INOAMOnons

Did you find the information too

I5 tha informgtion relevant to your own

expenences
Iz the leafiet balanced and unbiased?

Does the leaflet provide sufficient
infarmation about where you can

find
additional information and support?

Iz It clacr who wrote the leoilsr and
when il was prodisced?

Do yourlike the overall design of the
leaflel?

Definitely
no

co

Mot
entiraly

Responses to the survey concerning the 'non-diagnosis’ booklet

To some
degree

Definitely
yes

B |

Cverall, do you think the leaflet s a /
wuseful source of informafion about
parenting a child withiout a dicgnoss S
Feedback regarding 'non-diognasis’ Goaklet
There ere nuUmerous posiive gmments made aboutl the "non-
diagr booklet, These included
. ‘Overall | was very impressed with the leaflet gnd was interested fo
lecm \_Fn: arfier paonle s ';'z[-.;'”“.'--:".'-":‘
- it is very cleagr and helpful especially fo new parenis with special
1eeds, well done
- Really iked the 'advice from parents’ secfion

" "I iked the guofes

o5 ana

other useful

from parents all the way

ST
i —h 18

thro the informohon

ian.

yyrces al the end is a really




= “Clear print, eosy to read, non-threatening.”

There were also g number of helpiul suggestions on how o improve the

booklet. These included: making it clearer that the booklet was produced by
the Genefic Alliance UK; moving the section 'How important is a diognosis?'
nearer tc the beginning: including o contents page: and including a
physiotherapist in the description of health professionals parents may come inte
contact with. One person also felt that the booklet was rather text heavy. In

response to these commenis and the scores from the survey, o number of

changes were made to the booklet ot this point. Thease were:

1. adding a further four pages to the booklet and spacing out the text
so that it was less dense and easier 1o read. Some of the larger
paragraphs were split in fwo. A number of new illustrations were

added so that the pages were not so text heavy;

2. adding a contents page at the beginning of the booklet to make it
gasier to navigale!
3. including the role of the physictherapist to the list ond description of

professionals;
4. moving the sectien 'How Important is a Diognosis® to the beginning
of the psychosocial seciion; and

5. providing a more detlailed description of Genetic Alliance UK.

6.4.5 Proof reading (Phase 3.5)

After amendments had been made. the bookleis were sent to a proof

reader, Formatting and grammaotical errors identified by the proof reader were

then comecied,




b.4.6 Final check with genetic professionals (Phase 3.4)

A final check with genetic professionals was conducted to ensure that
the final versions of the booklets were scienfifically accurate. A number of small
amendments to the fext were made ot this stage. The final version of fhe

booklets can be found In Appendicas 20 - 24.

4.5 Discussion

The development of written information materials for patients has been
discussed widely in the literature. Moreover, many of the mathods frequently
used are evident in this study. For example, Paul et al. [2004) conducted o
literature review and semistructured interviews fo elicit key themes to
incorporate into an information booklet about transfer from an intensive care
unit, The outhors alsc drafled the booklet with o multidisciplinary team to
ensure the content was comprehensive and reflected local services, A
iterature review was undertaken to investigate what information was available
to patients about gastrointestinal cancer, in a study in which the development
of a patient information bocklet was detailed [Nicklin, 2009). Batly et al, [2003)
conducted gualitative analysis of focus groups with Afican Amerncans in order
to inform the content and layout of a culturally sensitive cancer genefics
communication aid. The effectiveness of the materials hos been evaluoted
through follow-up guestionnaires with service users. Patient and professionals
reviewed a draft booklet for pafients with colorectal cancer considering
therapy In aoddition o surgery [(Jefford et al, 2005) The Fesch-Kincaoid

Readability Test was also applied to the booklel.

The methods employved in this study have incorporated many of those
promoted as ‘good practice’ by other information providers. For example, the

booklets comprise the three key attributes of quality healthcare information
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maierials, as identified by the Cenfre for Healih information Quality (1997): clear
communication; evidence based; and the involvement of pafients in the
development stage. To help fo ensure clear communication the guidance
provided by The Plan English Compaign was used (The Plain English
Campaoign). this entailed presenting the text in sherl paragraphs with one main
idea in each sentence. The booklets also signposted the reader to where they

could find further informiation (Coulter et al., T978).

Finally, the vaolue of ihis study is thot the process of information
development has been systemotlic and fransparent. Therefore, the method
can be adopted as a guide fo develop patient information in other areas. The
next phase of this doctoral study., Phose 4, was a pilot study with patients
recruited through genefic clinics.  This final stage further enhanced the

readability ond content of the resources.

8.6 Conclusion

In this chapter | have detailed the systematic steps taken 1o develop o
set of evidence-baosed informafion resources. It was important that the
resources were developed In a way which took inte account the views of
stakeholders In order to ensure that they were both scientifically accurate;
mirrored that pafient experience and presented in g way that waos clear,
Informative and useful. For thése reasons, the resources were piloted with
health professionals. support group representatives and interviewees. A crucial
stage in the development of infermation rescurces is rigorous evaluation of their
effectiveness and utility with service users. In the next chapter, | will outline the

methodology for the pilot study used 1o evaluate the resources further.
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Chapter Seven:

Methodology for Resource Evaluation

7.1 Introduction

In this chapter | will discuss the method used to evaluate the educational
resources. Phoase 4 of this doctoral study. | will look ot study design, the
recruitment process, study procedure for the two sub-studies (including how
and why they differed] and how the measures used in the questionnaire were
selected. | will then go on fo discuss daota coliection aond data analysis. The

results of the pilot study will be presented in Chopier Eght,

7.2 study Design

7.2.] Experimental design

For this phase of the study | used an expenmental design. meaning that |
used a method whereby the independent varioble was monipuiated fo see ifs
effect on the dependent variable (FHeid, 2009). More specifically, | used an RCT
design which is the classic experimental method and the most ngorous way af
defermining whether o couse-effect relationship exists between an iftervention
and an ouicome [Sibbald ond Rolond, 1998), Although the ‘standord’ RCT
design 15 one intervention and one conirol group, many have more than one

intervention group [Bains et al., lones et al., 2004},

Experimental designs have a number of key features. Fist, study
participants are randomly allocated into either the control or the expenmental
lintervention} group. This means that each participant has an equal chance of
being dllocated into either group [Bowling, 2002). Often this is done through
the use of random number tables [Pocock, 1983). Idedlly, the investigators and
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poriciponts are 'blind’ fo which group they hove been adllocated (known as
‘double-blinding’). If the researcher but not the participant is aware then this is
known as single blind. Sometimes it is impossible to ‘blind’ the study, for
example, if during the consent process it becomes obvious which group thay
are in. In this case the study is described as 'open'. The disadvantage of this
type of study is that it can sometimes lead to what is known os the Hawthorme
effect, whereby people alfer their behaviour as a result of knowing they are
part of an expermental study [Compbell et al,, 1995). Even if the study is
‘open’, it is important that the investigator, not the health professionals involved

in the care of the pafient, conducts the randomisation [Bowling, 2002).

somple size s ancther key fealure of expermental designs, The size of
the sample influences the obility of the experiment to distinguish o real
phenomenon from an effect of sampling fluctuation. If the sample is foo small
then the phenomenon being fested is unlikely o be disfinguishoble from the
effect of sampling fluctuation. Thus, experiments need to have large enocugh
samples to ensure sufficient power and reliability {Boniface, 1925). The analysis
s focused on estimating the size of the difference in predefined outcomes
between the groups [Sibbald and Roland, 1998). If the researcher can validly
infer that the results obtained were owing fo the influence of the experimental
variable then the researcher is said fo have achieved internal validify. When it
15 possible o generglise the resulls to o wider seffing then the experiment is said
to have external validity (Bowling, 2002). Randomised controlled trials should
also be relioble In that the procedures and measures employed should be
clearly laid out so that the experiment can be replicoted [Bryman, 2008).
Furthermore, they should be piloted in order to ‘test' the consent and

randomisation process as well as the infervention ond measurement of

outcomes (Feesley et al., 2009).




Experimenial methods posses several advantages over other types of

reseqrch methods:

« s parficipants are randomly assigned to either a control or
infervention group. the risk of extraneous variables confounding
the results s minimised [Bowling. 2002):

« the experimental design is the anly research design which can, in
principle, show a causal link (Bowling. 2002); and

o it allows for precise contral of variables (Bowling, 2002).
Yet the method also poses several difficulhies:

« exposing patents to an infervention believad to be inferior to current
ireatment is often thought unethical [Sibbald ond Roland. 1998):

» randomised controlled fricls are generally more costly and time
consuming than other studies [Sibbald and Roland. 1998); and

« experments cannot caplure the diversity of goals, objectives ond
service inputs which may contribute to healthcare outcomes in natural

seftings (Nolan and Grani, 1773).

Despite these limitations, | decided to use o RCT design for the pilot study as it is
considered the 'gold standard’ of research design in healthcare [Bryman
2008}, and has baen wsed in similar studies assessing the impact of information
resources on patients (lconomou et al, 20046, Jones et al, 1999, Raynes-
Greenow et al., 2009). In reporting the method. results and discussion

CONSORT guidelines (CONSORT. 2010) were followed.

7.2.2 Aims of the pilot study

This was a pilot study which comprised two independent sub-studies; the

camer sfudy and the non-diagnosis study. The aim of the pilot study wos to




determine the feasibility of a larger RCT of the two educational resources. Th

Theseco

o

primary objectives were fo!

validate procedures and data collection;

assess likely recruitment and dropout rates;

check the acceptability of ihe intervention and the confrol;

test the outcome measures to see if they are reliable and likely fo be
sufficiently sensitive to enable a difference o be detected betweaen
groups in the context of an RCT; and

estimaie the likely effect size and therefore the sample size required

in an RCT.

ndary ebjeciive was to:

assess patient satisfaction with the infermation resources in a limited

sample.

723 Participants - carrier sub-study

Farticipants were eligible for inclusion if they:

were over 18 years of age; and
had just been confimed os a corrier of an autosomal recessive

condifion, an X linked condihion or d chremosame translecation.

Individuals were excluded it they were:

under 18 years of age:

pregnant ot the time of recelving their test results (os their primory
concem al this point would hove been the health of the fetus and
this may have skewed their guestionnoire responses);

were unable to understand the information resource. study

description and/or questionnaire due to insufficient fluency in the

English language;
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7.3

« |acking copacity to consent to porticipating in the study (as decided

by the genstic professional); o
« believed by the clinician to be vulnerable to undue distress by being

invited to poarticipate in the study.

7.24 Parficipants - non-diagnosis sub-study
FParticipants weare included if they:

« were parenis of children who currently did not have g certgin
diagnasis or aeticlogical explanation for their condition, and whom
the genetics team consider ‘undiagnosed'; and

=  were parents of children who had anly recently been referred to the
genefics climic, aor wha had been attending the genetics clinic for a

prolonged period.

Individuals were excluded if they were:

= under |8 years of age:

=  unable to understand the informotion resource. study descripfion
and/or qusstionnaire due to insufficient fluency in the English
language; or

»  parents whom the clinicion believed would be caused undue

distress by being invited to partficipate in the study.

Ethical Approval

The study was reviewed and approved by the Camden and lslington

Community Research Ethics Committee of the Natfional Health Service in March

2010 (Appendix 27), To ensure that any ethicol issues that might arise were

addressed appropriately, a number of procedures were put in ploce.




7.3.1 Informed consent

The patient information sheet (Appendices 28 - 30) was sent 10 potential
participants explaining the study, It was maode clear that participants could
withdraw from the study at any fime without giving o reason. My contact
details were aiso included al the end of the information sheet, and potential
participants were encouraged to contact me if they had any further questions

about the study.

732 Freedom from coercion

To ensure potential parficipants did not feel under any pressure to take
part, ferms such as 'if you would like tc parficipate’ and 'willing to help' were
used in the information sheet and invitation. It was also made clear that
whether or not they agreed 1o participate, neither they nor their child's health

care would be affected in any way.

73 Confidentiality

It was exploined in the paofient information sheet that questionnaire
responses would be freafed os confidential and that the only peson that would
have access o responses would be myself. Furthermore, It wos clarified that

parsonal detoils would be kept secure and nof passed on to anyone else.

7.3.4 Recruitment Process

Before | applied for ethics approval, the clinical staff ot the South Eost
Thames Regional Gengetics Service were informed of the study. They ogreed fo
parficipate and act os the lead genetics department. The study procedure
was discussed with a staff member prior 1o submission for ethical approval, to
ensure that it was logistically viable and all ethical issues had been addressed.

Affer ethics approval was granted, seven other regional genetic centres across
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the United Kingdom were contacted to see if they would be wiling fo

participate in the study. Meelings were amanged with two regional genstic
centres that were interested in porficipating: Morth East Thamas Regional
Genefics Service and Yorkshire Regional Genetics Service. Stoff of both agreed
to porticipote and the study was cpproved by the Ressarch and Development

(R&D) departments of all three genatic services (Appendices 31-33)

Recruitmen! begon as soon as RAD approval was given [South East
Thames Regional Genetics Service - May 2010; North East Thames Regicnal
Genetics Service - August 2010; Yorkshire Regionaol Genetics Service -
September 2010), Potential participants were invited to take part in the study
by lefter. The lead genetic counsellor who had taken responsibility for the study
at each genetic centre accepted responsibility for ensuring the department
was aware of the study and that invitation letters were being sent out, as per
the inclusion criteria, Patentiol porficipants were sent an invitation letter
detailing the clinic's involvement in the study (Appendix 34 and Appendix 35)
by their genetic counsellor or medical consultont and a patient information

sheet. The patient information sheet provided information conceming:

» what the study was about and why it was being conducted;

= the study procedure if the participant agreed to take port;

= [ssues concerning confidentiality;

= withdrawing from the study;

= how to participate: and

» my contact details if the potential parficipant wanted to ask further

JUEsSTIONS.

in both sub-sfudies. the last page of the information sheet was a reply

dip. The invitee was asked to retum the reply slip in the pre-paid envelape if

B
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they wished to poricipate in the study, of alternatively contact me by ermail,
telephone or texi. Paricipants were asked to provide their nome, oddress

and/or email so that a booklet ond/or questionnaire could be sent to them,

The aim was 1o recruit at least 50 pariicipants inlo each sub-stiudy: each
sub-study having 25 in the confrol group and 25 in the intervenfion group, which
would provide enough data fram the two pilot sub-studies fo inform subseguent
RCTs. Thirty to 50 patients is a typical size for a pilot study (Gilbert et al., 2010,
Peisser et al., 2010} and would have provided sufficient numbers to allow testing

of methods and calculation of sample size for the main RCT.

7.4  Study Procedure

The study procedure varied for the two sub-studies due the differing
nature of the two resources. The booklet for the camer sub-study contained
both scientific os well os psychosocial information, therefare | was able to make
o compofison between those who received o 'science only' verssion of he
booklet |Appendix 20, Appendix 22, Appendix 24)and those who received the
complete ‘science and psychosocial' version [Appendix 21. Appendix 23,
Appendix 25). However, due to the fact thot there was very litfle scientific
information suitable to include in the booklet for the non-diagnosis sub-study (s
without @ diagnosis, one cannct describe the genetic cause of the condition),
only one version of the booklet was produced and this confained mainly
psychosocial informotfion.  Therefore, for the non-diagnosis sub-study |
compared those who did nol receive o booklet and received the standard

care from the clinic [summary letter) to those who received standard care plus

the new bocklet




7.4.] Carrier sub-study procedure

fud

Potenflal parficipants were invited fo parficipaote atthe same time os
receiving o positive carmier test rasylt rom the genetic clinic. Those
who wished 1o porficipafe were asked to retumn the reply slip or
alternatively respond by email, felephone or text. Parficipanits were
osked to indicate whether they were a carmier of a recessive
condifion, an X linked condifion or o chromosome franslocation so |
knew which version of the carrier boaklet to send them.

Participants were randomly allocated into either the control group or
the intervention group. Randomisation was performed through the
use of random number tables, generated in blocks of ten. The
generation of the number tables had been performed prior to the
start of the study. Odd numbers represented the conirol group. even
numbers the infervention group. Hence. if the numbers generated
were 07, 09, 08, 04, 05, 02, 04, 01, 03, 10. the firs! participant would be
assigned o the coniral group. the second to the control group. the
third to the intervention group. etc,

Parhcipants dllocated 1o the control group were sent the science
only version of the camer booklet [Appendix 20, Appendix 22
Appendix 24); parficipants dllocated to the intervention group were
sent the complete [sclence + psychosocial) booklet (Appendix 21,
Appendix 23, Appendix 25).

Parficipanis were sent a questionnaire (Appendix 34) either by post
or email. depending on the preference indicated on the reply slip.
one week after receving the booklet. Participants in the control
group received a pink quesfiennaire and fhose in the intfervention
group a yeliow guestionnaire, to help identify to which group the
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participant belonged to when the questionnaire was refumed. In
addition, an identifying number was added to the back of the
guesfionnaire to help identify those participants that had responded.
Those that had not responded ofter two weeks were senf a reminder

letter,

Figure 7.1 Flow diagram showing carmier sub-study procedure

result letter sent to potential participants

:

[ Willing participantsrespond via reply W
slip, email or telephone

[ Invitation letter, patientinformation sheet and positive carrier test ]

i,

‘ Participants mandomly allocated into
either control or intervention group

I !

"
Control group receive (4 Intervention group T
“science only” version of receive “science and
carrier booklet psychosocial” version of
- ‘s carrier bookiet o
_ 1]
Questionnaire sent to [ Questionnairesent to
participants 1 week participants 1 week
\ater. Reminder letter later. Reminder letter
sent after 2 weeks if sent after 2 weeks if
questionnaire not guestionnaire not
returned L\h retumed .

s

Discussion of study procedure

For the carrier sub-study, people were invited to participate when they
received their results letter. It is well documented that anxiety is an issue that is
prominent for some camiers in the first three months after receiving positive fest
results (Anido et al,, 2005, Bekker &t al,, 1994). and one reason for this may be
the laock of psychosocial information available. One of the gims of the pilot
study was therefore o explore this nhypothess turther. Porlicipants were given

one week between receiving the booklet and recelving the guestionnaire, s
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this was considered g sufficient amount of fime o reaod and aobsorb fhe

ontenis

of the boaoklet.

743 ‘Non-diagnoesis’ sub-study procedure

The potential participant was sent an invitation letter from the clinic
and an ‘invitation pack’ inside the envelocpe thot contained the
roufine summary letter sent by the clinician ofter an appointment
The invitation packs for the control group included o paotient
infarrnation sheet and a pre-paid envelope only. The invitation
packs for the intervention group included a patient information
sheet, pre-pald envelope and the non-diagnosis booklet. Invitation
packs were randomised and sequenced in the appropriate order
befare being given to the genetic clinic. The clinic was informed
that the packs were to be sent in the comect order fo ensure
randomisation.

Willing participants were asked to refum the reply slip in the pre-paid
envelope, or alternatively email, telephone or text their responses.
The reply slips for The control group were pink and for the infervention
group yellow, to indicate to which group the participant had been
aglccated. Those that responded by emaill, telephone or text were
asked what colour their reply slip was.

GQuestionnaires (Appendix 37 and Appendix 38) were sent 1o
parficipants one week after agreeing to parficipote. to give those in
the intervention group enough time to read and absorb the contents
of the boolklet, An identfifying number was added to the bock of the
auestionnaire so that respondents could be identified. Those that

had not responded after two weeks were sent a reminder letter

)
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4. Those participants in the control group who had not received an
information booklet were sent one ofter retuming their questionnaire.

Cne week |ater they were sent o feedback form [Appendix 39).

Figure 7.2 Flow diagram showing ‘non-diagnosis’ sub-study procedure

An ‘invitation pack’ and invitation letter from the clinicis sent to
potential participantsalongside the dinic summary letter. Packs have
been pre-randomised and are sent out in appropriateorder

=5

Participantsin the control Participantsin the
Eroup receive a patient intervention group receive a
informationsheetonly patientinformation sheet

l and information booklet

Willing participants respond
via reply slip, email or

F

| telephone ; ( will ‘l_n gpa rtit:.t.pants respond )
l via reply slip, email or

- ) N telephone i

Questionnairesent to
participantimmediately. 7 -
Reminderletter sent 2 weeks Questionnairesent to

\__laterto non-respondents participant 1 week later.

l Reminderletter sent 2 weeks

A laterto non-respondents.

Infoarmation booklet sent to
respondents. Feedback form
sent out 1 week later.

7.4.4 Discussion of study procedure

There were a number of reasons for including the information resource at

the same time as the summary letter.

1. For this study, only one version of the resource existed. | fherefore
wanted fo compare those who received the fraditional summary
lefter only [control] with those who received o summary lefter and
additional information booklet (intervention] to see what impact this
additional psychosccial information had.

2. Certain parents., in particular those whose children were being

monitored heavily, were likely to be receiving lefters from a variety of
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sources in addition i the genstic clinic (such as from poediafricians.

social services, etc). Sending the booklet ot the same time as the
standard letter, and then clanfying that parents should think aboul
the written information they received from the genefic clinic only
when completing the guestionnaire. would, | felt. ensure the
guestionnaire resulls were not unduly influenced by respandents’
feelings towaords any other information they mighl have received
around the fime of the study. It also meant there was a shorter time
frame in which they might receive written information from other
sources.

Findings from the interviews [Phaose 2) indicated that hoving o
consultation with a genetcist and receiving a summary letter was
not a particulary stressful or anxious event for parents. By the time
parents were seen at the genetic clinic, they would have already
been seen by o number of other health professionals adlong their
journey, such as a paediatrician. Knowledge that their child did not
have o diognosis would have been evident for some time
Therefore, | felt that inviting them o parficipate in the study at the
same fime os receiving the summary letter would not cause
unnecessary distress or anxiety, On the contrary, all the parents
interviewed cdiring Phase 2 of this study desperately wanted more
information. Many resorted to searching the Intemet which can give
misleading or incomrect advice. The informafion resource had been
developed with the help of geneatic profassionals and had been
validated by healthcare professionals and patient craanisations to

ensure it was accurgie, accessible and informative,
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7.5 Questionnaire

A questionnaire, which included demographic guestions and validated
psychological measures, with mainly pre-coded response choices, was used fo
measure the impact of the inferventions. This method was considered most
cppropriate because it ensures that all questions are presented to respondents
in the some way, with no varnafion in question wording, and facilitates the
collection of unambiguous and easily analyzable responses.  Furthermore,
compared to conducting face to face inferviews, it is relatively economical,
therefore enabling large samples of porticipants to be included in the study
(Bowling, 2002). One of the disadvantages of using a struciured guestionnaire,
however, is that pre-coded responses may not be sufficiently comprehensive fo
fully represent respondents’ views, Therefore, free text boxes were provided so
that respondents had the opportunity to add comments relating to the

accessibility and comprehensibility of the resources.

751 Measures vsed

This was an exploratory pilot study in preparation for o subsequent RCT.
A key outcome being explored was the impact that receiving the information
resource had on participants. However, due to the exploratory nature of the
study, it wos not entfirely clear what impact the psychosocial inferventions
would have on paorticiparits and therefore what the most suitable measures to
use were. Initially, o number of measures were selected thot | felt assessed the
prominent psychosocial experiences idenfified in the three previcus phases of
the study. such as anxiety for the carrier sub-study. | also selected measures
that had been used in similar studies in genefics. The measures selected were
then assessed for their suitability for each of the sub-studies and those

considered most suitable were chosen (Table?.1).
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Table 7,1

Name of measure

Identified and selected measures for the two studies

Carrier
sub-study

Description ol measure

Nen-
diagnosis
sub-study

Reason lor decision

Hospital Anxiety and
Depression Scale (HADS)
(Zigmond and Sneith, 1983)

This s a 144tem measure of sell-repotad Y
ermolonal cisirass comprsing Wo sUDSE Olas

aach containing seven itams assessing cumeant

leves of anxialy (HADS-A) and depression

[HaDE-0)
found thot i performed well i ass

A review of 71 fudias

sing HADS
ing Both
dnxisty and depression In non-psychiatric
haspitol patients and in the genescl
papulation

Cronbach's alpha for HADS-A varied from 0,68
to.0.93 and tor HADS-D from 0.47 fo 0,50
(Bleliandg el al,, 2002)

Deen Used In studies ossassing the

This measure hoas alss

pivehologicol Impoct of genelic counseling

ystic Tibrosis (Chapman and

for sxampletor ©

Bilton, 2004|

Whilst anxlery and daprassion wera not
amational exparences exphailly avidant from
e camer Inferviaws

SXpressions inch ([T ]

shock, crossand Upsat weaie commorty usad

systamotic reviesy, Byvan though [Mwas Tounc fo

dissipate In the vast majofity. of carmers by six

manits, | fell therefare that I would be
Imerasting to meosure anxliely and depression

I this:phiose of the study, first tosee f thers

Wi any avidance that [t did exist for Carmets in

this sicly

af psychosocial iInfarnalion had any effact in
W reciclion

ciissipating this paycholegico

and secondly toses it the pravision

Diye tor the simllarfies with the GHG-12 5cale
ond becouse | wanted fo ook af other
(]

ecided not 1o include this medsune in {he

13 and impact of evan!

rior-dicgnosis sub-stocy




Name of measure

Carrier

Description of measure sub-study

Non-
diagnosis
sub-study

Reason for decision

Patient Sotisfaction with
Intormation [PSWI1) Scole
[Jones et al., 199%)

The Beck Depression
Inventory (BDI1) (Beck et al,,
1941)

scale thal measures patient satisfaction ond v
Jndersiondicig of infarmaticn, Whilst the

vallcily of this scale b yerl fo

rof studies {lones et al,; 1999, Jones ef

Jones et al., 2004]

iscussian with the author | woas

information accessibility, as this gueastion

applied mainly o web-based Infommaticr

sastion to identify
whether participants had shown the bookial

te-anyona else. This guestion was included

artance that genstic

or other family members

lext hoxes wera also addead so that

participants could record any further fhoughts

or caommeants they had about the booklet

The BDI consists of 21 mulliple-choice ¥
guastions which measure the severity of
depressive symploms and hos been Used in

103,

the context of genatics (Almagvist et al,;

Padua et al., 2009

X

Oimar identfified scoles that are used to assess

the quality of written patier informotion relate

peciicaly to freatment choice (Chamock 1
2

al, 1999] or o gensfic test (Shepperd ef of

2006]). The PEWI scaleis more general in fits

remit and sultable to assess patient salisfaction

~ouU] being a comier and

with informaoation ¢
Iving without o diognosis, This scale was
included In the guestionnaire sent to the
rtervention group (who received the beoklet)
But notin tha quastonnare sanl fo the condrol

groun (who did not receive the bookleat)

This toal anly measured deprassion. Therafore

the HADS ool was preferabla becouse i

measured both depression and anxiety




b tler MNon- : i
Name ol measure Descriplion of measure Carrler Reason lor decision

sub-study diagnosis
sub-sfudy

Stalt Trall Anxiety Inventary Trs STAI consists af two 20-lem scales X i Athiough s would nave peean g sulloble 1ool
(STAL) (Splelberger. 1970) measuning two fomms of human ansdely; slale o use. the HADS tool waos preferabls because

anElely [emofional responses 10 g specifi I} macsured dapression of wall s anslely
trassor which arg likely 1o fluctuale over fime
and moy vary in Intensityl and fralt onxiety
tsiabie ond ancunng individual differencas in
vulnerakslity 1o anziebyl, I} has Besn usedd
wiclaly in the contes! of genefics (Bekker i
1|, 1974, Decryenoera at al, 2003), and in
fhe confext of caoncer genallc testing ha
grcalant intemaol consislency | Vadaoparampll

et cl,, 2003)

Fositive and Negallve Thiy'is.a'2041erm mood scale,
Affect Schedule (PANAS) negative affect epliomised by subjective pmber o
(Wotson et al,, 1988) distrass.and low negotive alfec! by the 8.0, irThere

with high ¥ X he scole was rejected b

i Brmohonol st

fedd, excliod or croud, did not relote

abtance of thase fealings. BY contros Viany strong fhe-emofional sfates danfined

positive alfect reprasents the extant o which through sami-stroctured interviews, and

an individual experiences plegsurable frematore | wos unsure now usaiul the-findings
gngagament with the environmaent. Rellability frony the scale would e

and validity reported by Walson (1983) was

rmodarctely good. For the Fasifive Affec

Scale, the Cronbach alpho coefficient was
(.84 to 0,70; for the Megalive Affect Scoleit

wiots Q84 to 0.87.,




Name of measure

Non-
diagnosis
sub-siudy

Carrier
sub-study

Description of measure

Reason for decision

The General Health
Questlonnalre (GHR-12)
(Goldberg, 1992)

Coping Responses
Inventory (CRI) (Moos,
1988)

[his queshionnaire was desianed o detec | v y
ror-peyehotic pywyohlatic disorder in people

munity and medical settings. HH

oz @f clisorcler inousers, The

1 extersively with adults

assessing pevoholoagicol elistrass In reldabion oo
uchr as rraumalic eventy

serriety af stressar,

.'i"r-:,-r.'u_'“'.n.« it al.. |995|

m EHG (GHE- | 2) s easy o

drmiresier, simple, short and recuiras anly wo

minules lo be completed by the respondend
(Goldbern, 1985). Furthesrmoaore, i hos good
082 fo 050

internal consstency ranging fram

according fo Goldberg and Wiiliarms [1RE8]

This inventory identifiss cognitive and b i
Behavioural responses thal individuals use to

cope with o recen! problem or stresiul

The CRI meadsures eight types of

situction

coplng responses which can be classified

mccording to approach vs, aveidance and

coanltive vs. behavioural coplng strategie:
Faligbility crd valldity for rmostaf Hhe suk.

coles are good (Moos, |788)

For the comer study, Ihe quasiionnolie Wwas
carsldered o usalful fool to measure wheiher
the provision of prvcheasocial Informaficon
identified os o camer. Furthearmmaore, the

respronses could be cross-checked with the

responses from the Hospital Ansiety and
Depression Scale (HADS) as ey contaln
similen questions regarding deprassion
Similarly, for the non-dlagnosis sub-study. the
maasure could halp identity whether porents
experenced any peychiatic diserder as a
resllt of not having a diognasis, and also
identify whether the intervention hod an
impact on the psychologlieal well belng of he

15T

Ther CRIwis releched because | el ibwas 1oo
strategy focused, e, Hocused on specific
sirotegles people Use o cope with a parlicular
problem. | tharefore felt it would ric
productively measiure the impact of the
bookials,




Mome of measure

iy . Corrier
Descripfion of measure

sub-study

Non-
diagnosis
sub-study

Reason lor decision

Meed For Closure Scole
(NFCS) (Kruglanskl el al
1993)

Percelved Personal Contral
Scale (PPC) (Berkenstod! et
al,, 199%)

This 43 item scole mMuciure: o pensn's nead

of closure’ o parnan with a blah need fo

closlra I-.r,:-l.:.,_.: el can | 1 recl] |."|.: il |
person wilh o low need wiil be more
comforable with unpradiciability ond

ambplagulty. 11 has been vied in clinlooi

genethes sethings |Skirtan, 20080)

This scale measures how gensfic colbnsaling \ |

impacts percaived pemanal control aver
health threats, Tha scale has beanvalicdaled
and the intermal consistency for the tofal FRC

wos good (Cronboch's olpho.=0,79-0.81)

(Smets el al.; 2006)

wiolld be undble 1o

Fis soale wos rejected an the gro

contiol ancd ampowarman| ware

key lindings from the camsr intervigws

=anducted dunng Fhgse Two, To validofs

these findingd thescale woas cansldad-an

appropiote ool 1o meosure Counse
undemtonding and percagtion ol Control over
Selitior

vision of prychosociol

thall camier slalus, and, n whislher

the prt

rtarmation hod
an impact on percaption of conirol. Thea

cliestians wed

' ot appropriote far the non-

dicrgmosis

sub-siudy bacause many of he
statermeants reloted to octions participonts

respond to without o




Carrler Non-
Reason for decision

Description of measure subsstudy  dlagnosis

Name of measure
sub-study

Andclysis of the indings from the inferviews

magsures distress related toa J
[dentified that Iving without & diognosts was g

Impact of Eveni S5cale [IES) This s >
(Horowltz et ol., 197%) =cific ife evant by asking participants fe
siresstul [ife event tor many parents

andc

12NCe
lderad o Luseiul

respond o commaonly reported expe
therefore the scale was cor

ot intrusion and avaldonce. | has been used
numerous fimes in genetic counseling method of measuring the impact of the
research tar a vanaty of condllions imtervention recaiving the psychosociol

al., 2002) bookial]. If parficipants who rece

2003, K
booklet were found to hove le:

(Decruyenasre i ai

and hos o good intermal consisten

Cronooch alpha cosficiant ranaing from 089 thaughts than those who did nat, 1 wollid

a5t that the resource reduced the Impact

of the strasstul event. If no intrusion was shown

[ar the Ifrusion sub
TUEGN 54
for either group, Itwould

cale with e

bility of 0.87

ng the scale
ate that nol having o diognosis did not
The scole

OvOIanCe suDse
etal

for the tolal strass scores [Horowitz
1979] Indic
have a major impact on porents ;
would alie have been appropriate for the
Comer '.|.||’_$'&(‘_ NAOwWBvE We Walra aireor: Y LIS |!,__:|

the PPC scale to measure the impact of the

carrier test
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7.5.2 Demographic questions

in addifion te these meagsures. g number of demographic questions were
ncorporated ot the beginning of the questionnaire to halp Interpret the findings.

Guestions relating to sex. age, ethnic background and level of education were
included. For the camer subb-study, addiionol guestions relating o the condfian
far which they were a carier were included, exg. whether they had any affected
chiidren. For the non-diogrosis sub-study additional questions that related o the
undiagnosed child were incorporated, e.g. what statement best describes yvour

child's health or developmental problems

7.4 Data Collection

Data collection began as soon as RED pemizsion had been obigined from
the respecthive haspital trusts, with the am of recruiting 50 participants into seach

sub-siudy by the end of December 2010.

7.6.] Carrier sub-study

Uptake Into the cdmier sub-study was siow. By the end of December 2010,

22 camers had been invited to parficipate but only five hod agreed o participate
and had complated the guestionnaire. Due to the small number of responses, not

enowgh daia were available to conduct any meaningful statishcal analysis.




Figure 7.3 Patient flow diagram for carrier sub-study

23 cammiers invited 1o participate
throughgeneticdipics

5 participante recriited

L alloceted into
intervontion

goup

4 allocatedinto
control group

4 completed 1 completed
guestionnalra guesticnnaire

7.62 ‘Non-diagnosis’ sub-study

By November 2010, no responses to the non-diagnosis sub-study had been
received, despite numerous reminder emails and telephone calls with the leod
genetic counsellors al the three partficipating centres. | fherefore decided to
widen the recruitment net by inviting members of the patient group SWAN, an
organisation for parents of children without o diognosis, who had previously
agreed to parficipote In future studies conducted by the Genetic Aliance UK.
SWAN is nof cumrently active as an organisation since the founder refired in 2008.

Hence no new memberns have ioined for ihe past few years,
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Figure 7.4

149 members of SWAN
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remained exactly the some, the study precedure was amended., with
randomisation into either the control or intervention group being conducted as
and when a parficipont was recruited [as | would not be comparing the rescurce
with informatfion received from the clinic). Participants were also given the option
of completing the guesiionnaoire via the online survey fool Survey Monkey
(www. survaymonkey.com). The reason behind this was that in a previous survey
conducted through Genefic Allionce UK, a large number of participants had
chosen to complete the survey online. This opfion was therefore offered ic ensure

the highest possibie rate of participation,

Questionnaoire respanses from SWAN members were kept separately from
genefic cliinic responses. By December 2010, seven poricipants hod been invited
to parficipate in the pilot study through genetic clinics. Two had agreed to
parficipate  but neither hod completed the guestionnaire. Eighty-three
parficipants had been recriited intc the pilot study through the SWARN
membership. Eght were not eligible to porficipote, and the remaining 76 had
been dllocated into either the control or intervention group. Hfty-four
questionnaire responses were received in total {27 in the control group. 27 in the
intervention group). With no more responses expected from the SWAN memibers, |

decided o stop recruiting for this sub-study on 2™ December 2010.

7.7  Preparation of the Data

The dota gaothered from the non-diognesis sub-study was entered info the
statistical software packoge PASW Version 18 (PASW Staotistics 18, 2009). Before this
could be done, the data had io be coded. This comprised ossigning numerical

codes fo responses that were not already in numerical form, .g. 1=males, 2 =
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females. Numerical responses, such as age, remained the same. During this

£

process, codes and abbreviated variable names were documented In g
codebook, Once this hod baen completed, the data were checkad for enors,
Freguencies, minimum and maximum values. mean scores and valid and missing

cases were checked and any unusual values examined and corrected it on eror

had been made

7.7.1 Scoring

Scores were assigned fo eoch of the respanses on the three scales chosen
for the 'non-diagnosis' subb-study outlined in Table 7.1. The sceoring systems are

further described below.

Impact of Event Scale (IES): For the IES, a scoring system of 0-1-3-5 (Horowitz
et al., 1979] was used. The total maxirmum score is 75, with a maximum score of 40
for the avoidonce scale and 35 for intrusion scole. The iolal score can be
interpreted occording to the following dimensions of post-traumatic stress
sympioms: 0 to 8 (subclinical range); ¥ - 25 (mild range): 26 1o 43 (moderate
range}. 44+ (severe range) (Comell et dl., 1999). It Is suggested that the cut-off
point is 26, above which a moderate or severe impact s indicated [Comeil et al.

1999]

General Health Questionnaire (GHQ): Each response 1o the questions in this
instrumenit has four possible responses, fypically 'not af all’, *no more than usual’,
‘rathier more than usual' and ‘much more than usual’, There are two methods of
scoring: (1) GH@-case scoring (-0-1-1] which gives a possible score range of 0-12;

and [2] Ukert scoring [0-1-2-3) which gives O possible score range of 0-346, with a

higher score indicaling greater levels of psychialric distress. Likert scoring is more

)
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useful for assessing severity than the GHQ@-case scoring system, which is more
appropriate for detecting cases. As the aim was fo idenilify whether those
receiving the information bookle! were less anxious aond depressed than those who
did not receive it, the Likert scoring system was considered more appropriate.
However, as most studies were found fo use GHG-case scoring. scores using this
method were alse caolculated, Cut-offs have not been validated for Likert scoring
(Johnston et al., 1975), however a cut-off score of 218 has been recommended by
Hawley et al. {2003) as it signifies a high proportion of reporting at the ‘rather more
than usual' and 'much more than usual’ level. A GHQ-case cut-off score of 3/4

was used as it was the recommended cut-off in a study of parents of children with

developmenial disabillties (Wong and Poon, 2010)

Patien! Salisfaction with Information scale (PSWI): The PEWI| was scored using
a scorng system agreed with the author of the scale. A scornng system of either 1-
2-3 or 1-2-3-4 was used depending on the number of responses availabie to
choose from. Inscoring negatively worded questions, scores were inversed so thot
the highest score always went to the most satisfactory outcome. The minimum
possible score was 8 the moximum 29. Higher scores indicated greater

safisfaction with 1he information bocklet.

7.72 Reliability analysis

IES: According fo Horowitz et al. (1979), the |[ES has o good intemal
consistency, with o Cronbach clpha coefficient ranging from 0.89 for the intrusion
subscale and 0.79 for the aveidance subscale, with a reliability of 0.87 for the tolal

scores,  In this study, thie Cronbach alpha coefficient showed excellent infermal
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consistency for the three measures (a = 0.1 for the Inttusion subscale, a = 0.86 far

the avoidance subscale and a = 0.93 for the lolal scores).

GHQ: According fo Goldberg and Williams (1988), the GHQ has a good
internal consistency ranging from 0.82 to 0.90. In the cument study, Cronbach’s
alpha coefficient was 0.71 using GHQ-Likert scoring, and 0.8% using GHG-symptam
scorng. This indicated sxcellent intemal consistency for both the [ES and GHG

scoles [DeVellls, 2003)

PSWI; The scale has not yet been validated for intemal consistency by the
author. On the study sample, Cronbach's alpha coefficient was low {a = 0.57)
suggesting pol\or infemal consistency reliability for the scole with this sample.
Question seven ("Oid you find the information teo technical?") appeared to be
problematic os it scored -0.058 on the comrecied item-fotal cormrelation. Scoring
was checked to ensure this guestion hod been comectly reverse scored which i
had, so it may be that this guestion is measuring something different 1o the others.
Without this question, Cronbach's alpha coefficient would haove been 0.626. Whilst
still low, it Is @ more acceptable reliabilify siatistic. This low score may also have

been due to the small number of itfems on the scale.

7.8 Data Analysis - '"Non-Diagnosis' Sub-Study

A combination of descriptive statistics and statistical technigueas were used

fo fulfil the objectives of the pilof study. These are summarised in Table 7.2.
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Table 7.2 Stafistical techniques used to analyse the data

Technique/Tesl Reasons for selection

Cescriptive stotishics {mean 0 describe the characteristics of the sample., «

scores, standard deviation recruitment and attition rates, assess the nomality of the

Kolmogorov-Smirnov tesl distribution of scores and check for outliers.

histograms, boxplots)

Cranbach’s alpha cosfiiclent To measure the reliobility of the scales with the sample
group.

independent somple T-tesi To compare the mean scores of the two groups (control
and intervention) 1o see if they weare likely lo be
sufficiently sensitive fo notice a difference in aon RCT

Power analysis To estimate the likely eftect size and therefore the sample
sze that will be required in an RCT

7.9 Conclusion

In this chapter | hove discussed the design, recruitmen! process, and study
procedure for the fwo sub-studies, iIncluding reasons why the study procedure for

one of the sub-studies was changed midway throuah this phase. | have also

locked af the measures selected 1o be used in the guestionnaires for the two sub

studies and given a brief overview of the statistical techniques used to analyse the

data. In Chapter Eight | will discuss the results of the pilot study.




Chapter Eight:

Results of the Pilot Study

8.1 Introduchion

in this chapier, | will report the rasults of the two pllg! sub-studies, The
assumed madel (io be tested in o subsequent RCT) is that by giving patients
and/or parents additional psychasocial written informatian, their safisfaction with
information received will increase, they will expenence lower levels of psychiatric
distress and the impact of the eveni will be lessened. For the camier sub-study, this
‘event’ Is the positive carrier test result; for the ‘non-diagnosis’ sub-study, this
‘even!’ ik the averall experience of porenting a child with on unknown condition.
The objectives of the pilot study were therefore to prepare for the RCT by: assessing
stfudy procedure, recruitment and atintion; checking the acceptabiity of the
confral and intervention; testing the outcome measures for reliability and
acceptability; estimating the likely effect size and sample size needed for an RCT;
and camying oul g frinl-lun of the types of analysis that would be used In o

definitive tnal.

8.2 Recruitment and Atirition

8.2.1 Carrier sub-study

As presented in Chapter Six, twenty-two carmiers were invited to participate

in the camier sub-study. Cf these, five [23%) oareed to porficipote and completed

the questionnaire. Three were in the control group; two were In the intervention

group. Due to the small number of responses, not enough data were available fo




conduct any meaningful statistical analysis. However, suggestions as fo why the

study procedure was unsuccessful will be examined In the Discussion section (8.8).

822 ‘Non-diagnosis' sub-study

A total of seven people were invited to participate in the study through
three genetfic clinics. Two participants were recruited, however neither of them

completed the questionnaire.

A total of 142 members of the pafient organisation SWAN were invifed to
toke part in the study. Of these, B3 (56%) agreed fo toke part. Eght were not
eligible to parficipate, either because they had received a diagnesis (but had
remained members of the orgonisation] or their undiagnosed child was no longer
alive [which was not known al the time of recruitment]. One guestionnaire was
portially completed aond therefore removed. OCf the 74 eligible porficipanis, 37
were recruited into the contrel group and 3% were recruited into the intervention
group. Fifty-four (73%) complated and retumed the gquestionnaire (32 [59%] online;
22 [41%] by post). There wos no significant difference in rates of offrition between
control group (27/37) and intervention group (27/3%). Cverall, 36% of the original

142 members invited to parficipate completed the guestionnaire,

The questionnaire sent to participants in the control group did not include
the PSWI scale (os those parficipants had not received the information bookist
yvet). Therefore, those who completed the first guestionnaire were sent a follow-up
guestionnaire, which consisted solely of the P5SWI scole, one week affer being sent
the information booklet, Eleven (41%) porticipants compisted and refumed this

follow-up questionnaire, giving a total of 38 responses (70%) for the PSWI scale.
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83 Characteristics of Participants

The demographic characternstics of the parficipants appear in

Chissguare test for related

Participants ranged in

44],

Table B.1

Variables

Relation to chitd (N=54)

Mather

Faiher

Parental age (N=54)
< 30 years

3140 years

41-50 years

51 + yeors

Marital status (N=54)
Married

Living with Pariner
Single

Divorced
separated
Widowed

Region {(N=54)
south East England

Wes! Midionds

Morih West Englond
East of England
Scotiand

Grealer London
Wales

Morth East England

bJ et

Northem Irelond

Yorkshire and the Humber

South West England

Fast midlands

cantrol groups in their

lifference

Freguency

23

W B e

o I ]

BT=1

hows the whole sam

Demographic and health characteristics of participants In the ‘non-
diagnosis’ study (N=54)

Percentage

78%

T
7%

2%
13%

50%



Variables Freguency Percentage

Educafion (N=54)

Secondary School [GCSE/O Level) 13 24%
Secondary School/College [A Level, HND, efc) 20 3T
University First Degree (BSc, BA) 12 29%
University Higher Degree (MA, MSc, FhD sic) 4 115%
Prefer not to answer 3 &,
Total annual household income (N=54) .
< £20,000 0 Lo
£71,000- £40.000 22
£41,000 - £40,000 8
£41,000 - £80.000 o
£81,000 + 4 77
Prefer ol 10 answer 3 7%
Ethnic background (N=54)
White 50 73%
Mixed 3 6%
Other | 2%
Asian 0 0%
African or Carlbbean o 0%
Prefer not 10 answer 0 0%
Number of children without diagnosis (N=54)

I 48 89%
2 5 =EH
3 _I 2%
Age of 1+ chlld without diagnosis in years [N=54)

1-5 (infant/preschool) - 11%
&-11 [child) 23 430
12-18+ |adolescent) 25 46%
Years without o diagnosis (N=54)

I-b & 30%
7.1 39%

318+ y 3%
Description of (most severely offecied) child's
healfh {N=54)

Vo reqal effect 0 0%
Some effect 8 15%
Major effect 46 8%
Do you have any unofiected children? {N=54)

Tes 4] 76T
N 13 24%
I e--Pe HoOes may no fal-l & =1 £ ] firiey




8.4  Assessing Normality

A pillct study offers the cpportunity to have a ‘triglun’ of the analysis that
would be used in a definitive study. This allows the identification of problems such
failure to collect dota, incorect assumplions abouwt the type of analysis, or
identification of sample sizes needed. Analysis began with tests to assess normality
as the assumption of normality s a prerequisite for many inferential statistical
techniques and it s o key assumption for parametric tests (Pallant, 2007). This
assumption was first explored graphically using o visual examinagtion of all
hisfograms. boxplols. and normal probability GG plols. Furthermore, a number of

statistics Including a Kolmogorov Smimov statistic, skewness and kurtosis were

obtained.

The histograms in Figures 8.1and 8.3 suggest the scores for the IES and GHQ-
Likert variables are regsongbly consistent with a normal distribution, with most scores
occuming in the centre and tapering out towards the extremes. This was confirmed
by a Kolmogorov Srmirmov test, which found that all tests were not significant (IES: p=
287, GHQ-Likert: p = .519). Distribution of scores using GHQ-case scoring (Figure 8.2
had a high number of scores skewed to the left indicating a high number of low
scores, however, using the Kolmogorov Smimov test this was nof found 1o be
significant (GHG-case: p = .138). In contras!, the distibution of scores for the PSWI
scale (Figurc B.4) oppear skewed to the rght indicaling that most participants
scored the booklels highly. However, the Kolmogorovy Smimov test found the data
were consisfent with a normal distribution of scores [p = .125). Theretore all
distributions are not significontly different from a nermal distribution (i.e,, they are

nomnal) [Fleld, 2009),
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Figure 8.1toc 8.4 Histograms showing distribution of scores for GHQ, IES and
PSWI scales

Figure 8.1 Figure 8.2

Figure B.3 Figure B.4

8.5 Descripfive Statistics

In this study, IES infrusion scores ranged from 0 - 35 (mean = 192.2, 8D = 10,
IES avoidance scores ranged from 0— 40 (mean = 14.5, SD - 9.8), and totol scores

ranged from 0 - 75 {mean = 33.7, SD = 18.4} indicating a large variability in scores.

Scores for the GHQ-Likeri ranged from 5— 36 (mean = 14.7, 5D =7.0), GHQ-case 0 -
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12 fmean = 4.5, 50 = 3.8) again, showing a large varabllity in scores. Scores were
less variable for the FEWI scale, ranging from 16- 28 [mean=22.5, 5D =2.832)

Table 8.2 Descriptive stafistics for IES, GHQ and PSWI scale

Variables

5% Ch+

3.7

IES Total

(18.4)

Bl

£n

=

IES Infrusion 192(10)

4.5 {7.8)

s,

s

o]

IES Avoidance

Ln

GHQ-Lliker

Cal
e

B2

i

GHGQ-Case

PSW)

% ]
(4]

38,7

i

[ = sfaondard deviation: o

inferval

onboc Hphey Cl- = iowey

conidence

IES =Impactof
for Hhe

b i Bsriate. B el
highner ievels of ars

vant Scoke, Fheenifem scgle, Scores finoe fom 0-75, with a

o gvoidance scale [§ hems) ond 35 for mifrusion sooie

s

General Health Cuestionnaire |2 ite

GHC —Likert CH

=348 weith higher 51

GHO-Coses General Health Guestionnaire (2 Seone
MGTET SCIHE
W rorr BLZ0
i crtir

8.6

Data Analysis

Analysis of IES data

8.

Scores from the IES were analysed In two ways. First

scores wos assessed according to the clinical significanc
[subdclinical, mild, moderate or severe [Comeil et al, 1999))

Understanding of the impact of raising a child without a

244

{7 ems] with Mg

sysierm

anfictence inferval T+ = upper

IHIRirnLT soore of 40

cres indicating

Ores range from

12 with

the distribufion of

2 nof
=

diagnosis and o look for



http://21.fi

L)

“n

v

|
a
T
5
)
M
(e
&)
=
b
=

een e coentrol and infervention agroups. 3Second. the mean

scores on the intrusion and avoidance scales were calculated to goin a deeper

undestanding of the resulls acrass the two components of the scale
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Table B.3 Clinical significance of IES scores

Clinical significance IES score intervention

Subclinical -

2]
's]
n

[

Miid 2-25 22 & 19

tn
fd
L

Moderale 26-43

L)
L
i
b
(&3]
)
B
J
D

Severe <44 2 2]

[ 8
o |
]
=
i

Table 8.4 Mean scores for |ES including intrusion and avoidance sub-scales

Intervention M

IES Total (out of 70) 1.7 (21.9) 33.5 (14.1) 0.484 33.7 (18.4)
IES Infrusion {out of 35) 18.4 (11.5] 19.9.{8.5) 0.5640 19.2 (10.0)

IES Avoidance (out of 40) 13.4 (11.4) 15.4 (7.9) 0.401 14.5 (9.8)

Noie: [E5 = Impac! of Evenf Scole: M = mean score

Twenty-two parficipants [41%) scored in the moderate ronge of clinical
significanice; fifteen [30%) scored in the severe ran
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scores for the control and intervention groups were c

Table 8.5 Clinical significance of GHQ scores

aleulated.

Clinical GHG-L score Intervention
significance

Low
Significant

Clinical
significance

Low

Significant

interventio

<3 41 11 5

n

‘ ED 4 4é
24 59 |4 48 13 54
=i By -




Table 8.4 Mean scores for GHQ

Intervention M

(5D)

GHQ-Liker score (out of 34) 7.7 (8.2) 15.6 [5.4) 0.273 16.7 (7]

GHQ-case score {out of 12) 5.0 (4.3) 4013.1) 0.355 4.5 (3.8

Nate; GHG = General Heaolth Quesiionnabe; M = mean score; 5D = sfaondard deviation

B.463 GHQ-Likert scale

Using GHQ-Likert scoring, the majerity of participants (n = 34, 43%] scored
below the cut-off for clinical significance, with 20 [37%] scoring above. Faurieen
participants (52%) in the confrol group scored below the cut-oft for clinical

significance, 13 (48%) scored above. In the infervenfion group, 20 participants

(74%) scored below the cul-off compared to seven [26%] who scored above,

Although not statistically significant, the mean volues on the GHQ-Likert

L
[
g
1]

show that the intervention group (mean = 154, 50 = 5.5) had lower scores

roup [mean = 17.7, SD = 8.2).

when compared with the conirol ¢

8.6.4 GHG-Case scale

Using the GHG-case scoring method, more participants scored above the

cut-off for clinical significance than they did using GHQ-Likert scoring. Twenty-five

participanis [46%) scored |ess than four, and 29 (54%) scored four ofr more. In the

confrol group. 11 (41%] scored below the cut-off tor clinical significance

compared fo 16 [59%] who scored above. In the intervention group, 14 (52%)

scored below the cut-off compared to 13 (48%) who scored above




The mean values on the GHQ-case shiow that the Intervention group [mean

= 4.0 5D = 3.1 had lower scores thon the control group [mean = 50 5

R E P wta | - o SR o

B Rt e L e I B o e e o T e i
1 fhase findings were not stalistically significant

he effect size wos calculated

(Cohen’s d] using means ond standord Cohen'sd=Mi-M:/ o

e

deviations, using a free online effect size

WHENS opooies = [["7 o+ o)/ 2]

calculagtor [Becker, 2000). Ccohen [Cahen, Al
rya=d/ ((d€ +4)

|988) defined d as the difference between

the means (M). Mi - Mz, divided by standard devigtion. . of either group.

Ta interpret the strength of the effect sizes. Cohi

lI:I

n proposes the guidelines

as presented in Table 8.7.

Table 8.7 Cohen's effect sizes

Cohen’'s d (standard deviation unils)

sl 0.2

Medlurm 0.5

IES: The effect size for the infrusion subscoile {d =-.13], the avoidance subscole (0 =

-.221, ond the totdl scole [d =-09) were all small. Cohen's d scoras for the IES were

all negative becouse the mean difference was not in the predicted direction (the

mean far the intervention groups was higher than the control aroups).



GHQ-likert: The effect size using GHG-Likert scoring was small {d = .29)

GHQ-Case: The effect size using GHG-case scoring was small (d = .27).

(%]

5.8 Sample size calculation

GFower version 3.1 soffware was used to calculate the sample sizes needed
if this study was to be replicated using a larger sample size. The estimates in the

A

table b

m
4]

low ore based on using on independent samples Hest (one-tailed) o test
if the control group will score higher on the megsures than the inferventfion group.

using a margin of error of .05 (5%), a significance level set al .05 (5%), and a power

=k

LN
LN
Lz

levelof 251

Tobie 8.8 Toble showing somple size needed o generaie eoch efiec) size

Effect size Sample size

small {0.2) | OB4 [N] = 5472, N2 = 542)
Medium (0.5) 176 (N] =88, N2 = 88)
Large (0.8) 70 (N1 =35, N2 = 35)

8.4.7 Analysis of PSWI Data

Table 8.9 Table showing significance of scores on the PSWI scale

Significance P5WI score

Low B-15% 0

Medium | &322 55 ¥ |

High 23.2% 45 \7

[ Ny |




Al parficipants scored the booklet either in the medium or high sconng

range. with the majonty [n =

Scoring for the individual guestions an the PSWI| scale can be seen In the bar charts

Delow.

21. 55%] scoring the booklet in the medium range.

Figures B.5t0 8.12 Bar charts showing scores for individual questions on the PSWI
scale

Figure 8.5

Flgure 8.4
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B.7 Qualitative Results
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Thirtyseven out of forty pardicipants {$3%) provided gualitative feedback
about the infermation bogklet. Of those, the vast majority [n=31, 84%) lefl posifive
feedback about the booklet. such as "l found it extremely helpful" (P17), "It is
briliant fo have this information in one booklet” (P47} and "Very good booklet,

very impressed, well done. A must for new parents of undiagnosed children" [P43).




six eategories of findings emerged from this analysis:

1. timing of the booklet:

B

ease of reading

3. reassurance from reading obout similar expernences;
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&, aspects of the booklet that were disliked.

B.7.1 Timing of the booklet

The most commaon theme that emerged. cited by 15 porticipants [41%]
related to timing. Farents felt that the booklet would be particularly useful tor
parents ot the beginning of the non-diognosis journey. One participant
commented "This would have been so helpful 17 years ogo. We had litfle help or
gdvice and it has taken years to find out what a book like yours wauld hove fold us
in a few moments.” |P40| Simiarly, another parent soid “ thought that as an
infreduction fo someone coming fo terms with an unknown diaognosis it was an
excellent body of information - nof foo technical but with clear, detailed and

realistic advice."[P12)

8.7.2 Ease of reading

Ten parficipants (27%) commeanted that the booklet was easy to read, for
sxample, one parlicipont soid that the booklel waos "very gccessible” [Pd).

Another said she “found the loyout good and it was easy o read.” [P32). Ther

hi]

were no negative comments mode regarding the readability of the booklets.

b
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8.7.3 Reassurance from reading about similar experiences

Nine participants (24%) discussed that it was reassuring to know that there
were other parents going through a similar expedence to their own. " afso liked
the gquotes from other parents it made me feel like | wasn't alone and other

parents are having the same fears and thoughts about their children as me.” (P28)

-~

874 Useful advice

For seven paricipants (19%), the advice from other parents was paricularly
useful, as highlighted by one participont who said she particularly liked "the focus
on just enjoying fime with your child, rather than pursuing an endless batfle with the
professionals. In my case | look bock and wish that’s what we'd focused more on
and now it's foo late."(P4) Another participant commented that she “liked thot
there was advice from parents, rather than lofs of professionals™ (F28). The
confact list at the end of the booklet was also considered very useful by seven
{19%] participants; "The information websites of the support groups, charifies eic is

very good fo have.” [P?)

B7.5 Suggestions about the bookiet

Twelve paricipants [32%) gave suggestions about the bocklet. These
included adding the website details for Mumsnet (o website which provides
information and advice for parents), and including information about the Early
Support Frogramme, a new government programme which aims to help parents
and carers be more actively involved in decisions about their child. Other
suggestions included: information abeout transferring fo adull services; olfemative
theropies; and healthy eafing. In addifion, one mother suggested inciuding

nformation about what te do when your children want children of their own. "l
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think the cne thing | noticed that was missing Is...my eldest son who is unaffected is

now asking it he has children will they be affecied."{F2%)

B7.46 Aspects of the booklet that were disliked

There were @ small number of 'disikes’ raised about the booklet, Two
participants (5% felt that the quotes were overly positive and should be balonced
with more quotes looking af the negative impoct of roising a child without o

diggnaosis.

“The parents’ guotes should reflect the diversity of the experience of
parenting o disabled child, Having a child with a disabiiity can be very, very
isolating, difficult and stressful. Marricges end, and it can be financially
disastrous for a family too. Parents need to be told its OK to feel reseniiul,
angry and negatfive." (P2)

One parent felt that the information was too general but ocknowledged
that it was hard te make it more specific when it had to cover a wide range of
symptoms. Two parents said thal they disliked the front cover. Lastly, two
participants cammented that some of the informotion included in the booklet
[such as around the Bsue of educalion] was anly relevant in England, and that

differences in fhe Scettish system needed to be addressed
8.8 Discussion
8.8.1 Recruitment and participant demographics

Carrier sub-sfudy

One reason for the low numbers of invitations sent out for this sub-study may
be related to the small number of camiers identifled each month through genetic

clinics. One genetlic counsellor estimated that between five to ten carriers were
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identified through the clinic each month, this may have been lower in the other
two clinics. A second reason for the low recruitment rate (23%) may be that due
to good gudlity genetic counselling, cariers did not feel they needed any further
irformation and therefore declined {o pardicipate In the study. Further, there i
good qguality scientific and psychosocial information available to camiers through
patient organisations, hence camers may not have felf it was necessary fo toke

part in a study in which they would receive additional information.

'‘Non-diognosis’ sub-study

Recruitment of participants to the ‘non-diagnosis' sub-study through genefic
clinics was similarly low with only seven invitation packs sent out by clinics. There
are o number of reasons as to why this methed may hove been unsuiloble. A
number of these were suggested by the leod genetic counsellors helping fo run

the study.

1. At each of the genetic clinics it was g genetic counsellor who was
leading the study. Therefore they had fo remind genetic consultants
(who see undiognosed patients) aboul the study. Furthermore, those
genelic consultants then had o remember to remind the degpartmental
secretaries to send out the information packs glongside the summary
letters. The process was therefore faidy complicated with nurmerous
steps thot hod 1o occur fo ensure an invitation pock was sent out.

2. | was informed that secretaries ore already under a lof of pressure due

to stoff shortoges and therefore may not have engoged in the study

(acknowledging when they were sending out a letter to a non-diagnosis




patient and querying the cliniclan as to whether an invitation pack

might be appropriate).

Cad

Often testing, such os comparative genomic hybridization (CGH) array.
s conducted on a sample taken during the appointment. The possibility
of a resull and therefore o diagnosis may therefore have been aQ
hindrance to inviting parents to partficipate.

4. The chinicians may not like o admit to parents thaf they cannof find a
diagnosis.

Even if clinicians remembered when seeing a pafienf that they were

EF

suitable for the study, they may hove overleoked ensuring an invitation

pack was sent out with the summary iefter.

To remove some of these agpparent obstacles, for a future study, it might be
more appropriate fo ask clinicians to give ocut the invitation packs during the
consultation. Alternatively, given that the issue of fiming was identified as
important through the gualitative feedback, participants could be recruited
retrospectively through patients records, and only those parents who have been

without o diagnesis for ane or two yaars could be invited to parficipate.

Recruitment rates for the SWAN members [56%) were comparable to other
questionnaire based studies of parental coping (Korenromp el al,, 2007). Atintion
was fairly low {27%). ond oll participants except one completed the questionnaire
fully. Other studies assessing the impact of information resources have reported
attrition rates of 22% (Roynes-Greenow et al., 2009) and 33% (Wison =t al., 2010).
This suggests the ottrition rates for this study were within an occepiable range for

this selected population. However. atfrition rates might have been higher had the

sample been recruited through the genetic clinic, Hence we cannot necessarily

e
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assume that parficipants recruited through the genefic clinic would be similar in o

subsequent RCT

There are o number of reasons why attrition rates may have been low for
this particular sampie. As membears of a patient organisation, these participants
are likely to have an interast in helping with the development of an informaiion
bookiet that would benefit future members. In addition, with very liftle information
currenily avallable on fhe subject of having no diagnosis, participants may have
been keen to read and offer feedback on any information available o them.
Participants may also have found the guestions engaging and the length of the
guestionnaire fo be accepiable. Fnally, offering porficiponts the opfion to
compiete the questionnaire either on paper or online may have facllitoted more

people to complete the guestionnaire in o way that was preferable to them.

Attrition was higher {59%) for those participants in the conirol group who
were asked fo complete a follow up guestionnaire. which consisted solely of the
FSWI| scale, after receiving the information bocklel. Cne reason for this may have
been because it was not clear on the original patient information sheet that some
participants would receive a second guestionnaire asking for feedback about the
booklet. It would therefore be important to clarfy this point in the patient
information sheet in o subsequent RCI. Additionally, ofter having already
completed one questionnaire, paricipants may not haove wanted fo complete

another.

With 46% of the undiaognosed children in this study between the ages of 12-
|8+, tha age was fairly high in comparison to other studies of children without o

diognosis {Graungaard and Skov, 2006, Rosenthal et al., 2001). However, this Is
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likely to be becouse the organisation has not been recruiting members recenfly as

it Is cumently not functioning, and these parents that are members will have been
so for a number of years. Furthermore. all but one of the parliciponts involved In
the study were mothers. This may be because mothers are generally more likely to
be responsible for the day-to-day aspects of their child's health than fathers are

(Bailey. 1994, Pelchat &1 al,, 2003, Wood and Repetli, 2004)

8.8.2 Scoring methods

As this was a pilot study, the numbers in the sample were not sufficient to
find significant differences in the oulcome variobles. Comparisons between
intervention and control groups were therefore made partly as a '‘prachce run’ for
a definitive RCT and partly to see if differences were in the 'right direction” and
might be found by a larger study, Two scoring methods were used for the GHGL
Using Likert scoring, the maojority of parficipants [63%) scored under the cut-off for
clinical significance. Using GHG-case scoring, the majority (54%) scored over the
cut-off, but for this small somple these differences are not significant. In the
literature, the GHQ-Ccase scorfing method appears o be more commonly Used.
Therefore, in a future RCT it might be preferable to use GHG-case scoring as it
allows one to compare the scoras with cross seclional studies. On the ather fiand,
GHG-Likert sconng appears more nommally distributed and may therelore be
preferable in o comparison of groups within one BRCT, For these reasons, one might

choose 1o use both methods of analysis in o future RCT,

BE3 IES and GHQ results

Using the GHG-Likert scoring method. the mean values for the infervention

group (mean = 1546 were lower thaon for the control group [mean = 17.7).
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Similarly, wsing the GH@-case scoring method, the mean values for the intervention
group [mean = 4.0) were lower than for the control (mean = 5.0). On a larger
sample these differences might be statistically significant. Surprisingly, for the IES,
the mean value for the intervention group (mean = 33.5) was higher than for the
control group [mean = 18.4]. This could simply be random variation in a small
sample. If the study was 1o be replicated in a larger sample It would be
unexpected, as one would have thought thal receiving the information booklet
would lessen the impact of not having o diagnosis. One reason for fhe
intervention group scoring higher on the [ES may have been that most of the
parficipants included in the study hod lived without a diognosis for a long time
[71% of parents had lived without a dicgnosis for over seven yvears, and 32% of
those had lived without o dicgnosis for aver 13 years|. These parenfs may
therefore have come to terms with the foct thaot their child did not have a
diagnosis, and the booklet may have acted as a reminder, bringing bock a lof of
the negaotive feelings ossociated with not having g diagnosis. The problem
therefore may not necessarly be the measure itself but rather the sample which
parficipoted in this study. The GHGQ may not have picked this up os it was
measuring something different — anxiety and depression. The IES results may have
been different if it had been piloted with newly undiagnosed parents. it might be
worthwhile retesting the measure In a further pilot study, targeting parents of

younger children.

BB.4 PSWI results

The high scores on the F3WI scale [mean = 22.5) and the positive qualitative
feedback sugges! that the information bocoklet was well accepted by participants.

Those questions where the booklet did not score so well reloted to the scope of the
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information in the booklet (Did it tell you anything new? 'Did you find the

information too limited?' and ‘Did it change your ideas about semething?’) As the
gualitative feedback suggests. this may be because the mgjority of porticipants in

the study haove lived without o diggnosis for many veors. and mouch of the
Tfarmotion s already known o them, However, a significort number of people
[41%] commented it the gualilative feedbock that the bookiet would be
particulary useful for parents just beginning fo ssarch for o diognosis. Hence, ina
subsequent RCT, the assurmed model needs to be adapied, It would be important
to try and recruit parents as early as possible into their non-diognosis journey as this
is where it appears the booklet would have the maost impact.

Cronboch's dlpho cesfficient for the PSWI scole was low (a = 0.57),

L

meosure the concep!

5]

indicating that the individual guestions do not combine t
of 'satisfaction’. Te make the scale more reliable in a subsequent frial, removing

any items with an aloha level below 0.4 would be recommendead. As the alpha

coefficient was low in this study, it is important to give more weaight to the iIndividua
questions, in garticular the gudalitative feedback. than to the total score.

8.8.5 Results compared with similar studies

Mean scores for the IES were hiagh (Total mean = 33,7, Intfrusicn mean = 19.2,

Avoidance mean = 14.5) with thifeen (64%] of participants scoring over the cut-off
point [224) for post traumatic stress disorder. This suggesis that living without
diognosis has a kRuge jmpaoact on porents. aspeciolly considering that these
porficipants have been living withou! a diagnosis for many years. Compared with
other studies of care giving and parental coping, parlicipants in this study scored

highly on the IES. For example, fomily caregivers of psychogenatric in-patients had
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a mean score of 27.4 in a study conducted by Aakhus el al. (2009). Parenis of
children dicgnosed with malformations postnatally, had a mean total score of 18.6
[13.5 on the intrusion sub-scole and 5.1 on the avoidance sub-scale), nine years
after the birth of the child. Authors of a prospective study locking at parental
coping four months after the termination of a pregnancy for fetal anomalies,

found that women's fotal mean score on the |IES was 25.1 (Korenromp et ol.. 2007).

Similarly high scores were found on both versions of the GHQ, with
parlicipaonts in this study scoring 146.7 (GHGQ-Likert scoring) and 4.5 (GHQ-case
scoring). As with the |ES scores, these were high in comparison to other health-
related studies. In a study of mothers of children with cancer [Dockerty et al.,
2000), the GHQ-Likert mean score was 13.7 [SD =4.3}. The mean score for mothers
whose children hod died of cancer was more comparable, yet still slightly lower ot
163 (5D = 4.4). Parenis of children who hod suffered a severe fraumatic brain
injury {Hawley et al.,, 2003) also scored slightly lower than the parents in this study

=

(M = 14.6, 5D = 5.7). The conirol group (children of the same age, sex, sociol

background and schoo! class) had a mean score of 9.1 {SD = 2.7).

Using the GHG-case scale, Nosarli et ol. (2002) ossessed the psychological
well-being of women refered for breast cancer diagnosis, and found that pre-
diagnosis, woman's mean score was 4.5 [SD = 3.8), the same os this study. In
addition, 34% of patients in the Nosarli et al. study were considered clinically
significant cases {>4) compared 1o 54% of participants in this study. Ong et al.
(2011) reported a mean score of 1,3 [SD = 0] for moiners of children with spina
bifida aged 1-18 compared with mothers of able-bodied controls [mean = 0.5, 5D
= 1.3). {these figures were provided by the author as they are not presented in the

paper). However, the scores in this study of undiagnosed children were not as high
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as they were for women clinically diagnosed as suffering from postnatal depression

six weeks after delivery (Navamro et agl., 2007). Clinically depressed women had a
mean score of B.1 (SD = 2.8] compared 1o the control group who had a mean

scoreof 2.3 (5D = 2.4},

The high scores on the [ES and GHQ in this study, compared with other
health ond parentol coping studies using the some measwees, highlight the major
impact that living without @ diognosis has on parents’ psychological wellbeing,
even after many years. Onre reason for this may be because for these parents;
there is very little long-term psychosocial support available outside of the support
agroup. Compared to more common conditions such as cystic fibrosis or fragie X
tor which clear medical and educational pothways ara in place, parents may aise
have to navigate therr way through services that are not clearly signpested, and
which may change as their chid gets older. Furthermore, without g prognosis
parenis ore unsure how their child's condition will progress. These factors are all

likely to confribute fo parental anxiety, depression and psychialric distress.

BB Future studies

A saomple size calculalion identified that in a subsequent RCT, g sample size
of 1,084 would be needed in order to identify a small effect size (0.2), 176 for o
medium effect size [0.5), ond 70 for a large effect size [0.8). In theory, as the
booklet intarvention i relatively cheop ond had good gualitative feedback, if
would be worth knowing about a small effect size [as even if the effect was small,
it would still be warthwhile making available fo parents). Yet given the difficulties
sxpeanenced recruiting participants, this option does not appear to be viabie and

it would be more redilistic if a subsequent RCT were to be conducted, to aim for a




large effect size as it would require o smaller sample. Perhiaps with @ more suitable
study sample, It would be possible to find g larger effect size, Other studies in
which the same meaosures were used have concluded that a medium effect size i
an effect size ‘worth having'. Bech et al. {2009) concluded that an effect size of
0.47 was of value in a study in which the GHQ-12 Likert scoring was used to assess
the effect of an antidepressant compared to o placebo. Similarly, using the IES,
Menti et al. (2007) interpreted an effect size of 0.05 as significant, in a study in
which cancer survivors with traumoiic siress symipioms were enrolled to receive

three sessions of Meuro-Emofionol Technigue.

Az aresult of this pilot study it is clear that receiving timely information is vital.
This finding has been identified In o number of other sludies In which the impoc! of
information provision hos been assessed (Nanlon ef al. 2009, Soterdund et al.,
2003, Trask et al.. 200%9). Therefore, the assumed model needs 1o be changed o
acknowledge the importance of recelving information early on. To test the
assumed madel In an RCT, It would be necessary to conduci ancther pilat study
using the same measures but with o more gppropriate sample. However, given
the difficulties experienced recruiting, an RCT does not look like a vieble option.
Given the positive guolitotive feedback with no evidence to suggest that the
booklet coused any harm, and the low cost of printing it, o gqualitafive ‘ocfion
research/service improvement’ approach seems most suitable. In this case the
clinic could give the booklet to parents who are likely to benefit from it, and ask
recipients to provide feedback about it. This might be through the PSWI scale or

alternatively o combination of PSWI scale plus qudlitative telephone interviews

with some of the recipients.




B.9 Conclusion
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Chapter Nine:
Overview of the Study Including an Overarching Theory, a Reflective

Assessment and Recommendations for Pracfice and Research

2.1 Intfroduction

In this final chapter, | will present an overarching theoretical framework thaot
drows together the findings from all four phases of this dectoral study. | will discuss
the relevance of the study findings within the context of genefic services and
healthcare in general, and provide a reflective assessment of the study proceass.

Finally, | will make recemmendations for praciice and future research,

9.2  An Overarching Theory

A number of themes were idenftified during eoch phase of this study that
fed into the final, overarching theory. During the systemalic review, a variety of
emolional experences and active coping mechanisms were identified that were
commonly cited within the carrier testing literature. These Included guilt, anxiety,
stigmatisation, informafion gothering and reproductive decision-making., In fhe
next phase. analysis of the camer testing Interviews confirmed a number of these
thermes. An octive coping strategy named 'reproductive empowement' was
found to be the central phenomenon that unified the carrier testing experience.
Carriars were found to empower themselves to make important life decisions and
manage their risk of hoving an offected child, as a result of the carmier testing

process. Information gathering around both scientific and psychosocial ssuess was

o cenfral part of this process. and enabled canlers to take conirol over their




reproductive lives. This finding built on the work previously conducted by McAllister

et al. [2008) locking ot outcomes of clinical genefic services, and confirmed

reproductive empowerment as a key motivator and outcome of camer testing

Through the analysis of inferviews conducted with parents, g grounded
theory emerged inductively frem the data, which | named 'reconstructing the
meaning of being o parent’. This theory descnbed the process parents went
through in order to effectively manage and control the day-fo-day challenges of
caring for a child with no diognosis ond no clear care pathway. Futhemore,
throughout this process, parents developed empowerment sfrategies such as
networking, developing expertise and information gathering. These sirategies
enabled parents {o advocate effectively and carve new care pathways in order
to ensure their child received appropriote care and services. This finding built on
and verified the concep! of empowerment that | had olready identified through
the camier interviews, but here | identified it in another area of genetfic services. In
the same way as camers were empowering themsslves 1o regain contral and
autonomy over their reproductive lives, so parents with no diagnosis for their child
were stiving to empower themselves and their children in a system which did not
necessarily faciiitate fhis. Obtaining psychasocial infermation was a key part of the

empoweiment process.

In the fourth and final phase of this docioral study, | further comoborated the
findings from the first three phases of the study (tnongulation) through the piloting
of the information rescurces. Parents of undiagnosed children were found ta be
experiencing high levels of psychologicol morbidity. even after many years of
having no diagnosis. This finding supperted the experiences reported by parents

during interviews. Furthermore, the volue of psychosocial information was




confirmed through parficipani feedback. The importance of providing timely
information was identified as being o key factor in supporting parents during their
joumey.  Findings from the gudlitotive ond guantitative methods were then
integrated in the fingl inferpretation phase of the study which resulted in o model

of the overarching theory.,

Figure 9.1 A mode! of the overarching theory
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summalion, empowerment has been identified as a multi-faceted and

dynomic construct. The pariicipants in this study were striving to achieve a greater
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ense of confral over their life. In order 1o do this, they employved o number of
coping strategies. Parficipants undergoing carier testing sought information

through genefic professionals, support groups and the Infemet in order fo make

informed and outonomous declsions. Furthermore, they empowered other family




memiers through information shanng, and engoged in shared decision-making

with their pariner. Parents of undiagnosed children also developed empowerment
strategies. For example, they developed relaticnships with heclth professionais
that were mutually aclive and shored information and knowledage with other
parents in order to develop skills and expertise. Through this. they leamt to be
advocates for their child, carving new pathways that did not previously exist. This
process was ongoing with each influencing and enhancing the other, During this

process, the meaning and role of what it meant to be a parent shifted significantly.

Whilst these findings are highly relevant within the field of genefic
heglthcare, they can alse be gpplied more widely., The importance of
empowsrment, and the role that psychosocial information plays in thaot process, s
relevant in any area where health professionals provide a supportive as well as an
educational role. Many of the empowement strategies identified through the
interviews with parents have also been idenfified by authors focusing on the
parental impact of raising o child with a range of known conditions. These include
diobetes (Wennick and Halistrom, 2007, hearing loss {Russ et al., 2004) and
cerebal palsy [Huang et al., 2009). Therefore, the findings from this study may be
relevant across an agray of paediotic specialsalions. The Importonce of
acknowledging that many parents will hove developed knowledge aond expertise
regarding their child's condition, and moy desire a doctor-patient relationship in
which both porfies are working together to ochieve desired outcomes through
shared dacision-making and infermation transfer, is also an important and relevant

finding across the healihcare spectrum.

The rapid advancements thot are cumrently taking place in ‘genomic

medicine and diagnostic testing (Miller et al.,, 2010) offer hope to those patients
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who are cumenily living without g diogneosis. Advances in diagnostic caopacity
through new technologies such aos chvomosomol microarays (which are
increasingly being used for genetic testing of individuals with unexplained
developmental delay or multiple congenital anomaiies), offer much higher
diagnostic vields for variows types of chromosomal abemations, with tfesting
technigues more efficient at finding submicroscopic deletions and duplications
(Miller et al]. This, in theory, 8 promising for those currently living without a
diagnosis, Yet the clinical significance of much of the genomic infermation
derived from these fests s not yel certain. The challenge will lie in ensuring that this
technology has clinical ufility ond pofient benefit (Ali-khan et al., 2009,
Furthermore, genetic practitioners will need to determine best practices for
effective communication of this genetic information. in particular with respect to
incomplefe knowledge and diagnostic uncertainty if they are to ensure a service

that is useful, informative ond appropriate for patients and families.

9.3 Context

?.3.1 Patient empowerment - research evidence

Evidence of genetfic counseling ouicomes encompassing aspects of
empowerment {such as conirol, knowledge gain, informed decision-making etfc),
are apparent throughout the genelics literature.  Information derived through
carrier testing has been shown 1o empower carriers in reproductive decision-
maoaking (Henneman et ol., 20020, Hennerman et al., 20026, Lakeman ef al., 2008],
Empowemnent strategies employed by parents of children with disabilities include
navigating the system (Dolg et al.. 2009). developing expertise (Muutila ond

Solantera, 2008) and neftworking {Wuest, 2000). Empowerment is aiso a frequent
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outcome of presymptomatic and predictive testing. Crotser and Dickerson (2010)

identified that family members given information abowt a BRCA1/2 mutation felt
empowered os a result of the information and tumed to genetic counselling in
order to adaopt 1o their potential hereditary risk. Women at increased risk of
hereditary breast ond ovarian cancer were found to hove empowered themselves
by actively engading in fsk management stralegies such as mammogramnis,
bilateral risk-reducing mastectornies and oophoraectomies. in a study conducled
by Waison et al. (2004), Similary, Lim ef al. (2004] reported that for some BRCA1/2
camiers, discovering their mutation status was g positive life-changing experience,
as it was enabling both practically (through survefllonce programs and
prophylactic surgery] as well as emationally (reducing uncertainty and increasing
awareness of options and knowledge aboul risk). Smiih et al. [2004) identified that
information for future planning was a key reason for genetic testing, in a study In
which presymptomatic testing for hereditary ataxia and neuromuscular disorders
was conducted. In a study conducted by Decruyenaere et al. (2007). family
planning was found to be one of the motivations for predictive tesling for carmiers
of Huntington disease. Informalion derved through genetic counseling encbled
camiers to make reproductive decisions regarding prenatal diognosis,

preimplantation genelic diognosis and not having further children

Furthermore, g number of outcome measures related fo the concept of
empowerment have been developed for use in genefic counselling. Berkenstad!
et al. [199%] identified control as central 1o coping with hedlth threats and to
adapting to a broad spectrum of health problems. As a result, they developed
the Perceived Personal Control scale (PPC) as a means of measuring outcomes of

genetic counselling. The scale has been used widely in the field of genelic




healthcare (Aalfs et al., 2007, Boormans et al.. 2010, Davey et al., 2005). More
recently, McAllister et gl. [2011) have been developing o potfient oulcome
measure based on four dimensions of empowerment. These include knowledge
and understanding, decision-making, instrumentality and fulure-orientafion. The
scale is still being tastad. but it is likely to be a useful measure for assessing genetic

counselling outcomes,

Research evidence more broadly highlighis patient empowerment as an
imporfant outcome of healthcare services. Authors of a systematic review
(Crawford et al. 2002 found that higher levels of patient involvement in the
planning and development of care across a range of settings resulted in better
gualty of core, ncrecsed solsfoclion ond improved selfesieem for polients.
Shared decision-making and receipt of mental heaithcare were both positively
associated with patient sotisfoction, in o study in which satisfaction in @ community
sample of patients with deprassion was explored [Swanson et al., 2007). Further, in
an RCT of facilitating infermation giving, patients with chronic medicol condifions
who were given copies of their medical record progress nofes and completed
guestion lists for physician review, were more satisfied with their physician's care

and reported betier physical functioning (Maly et al.. 199%).

The importance of psychosocial information has been identified as central
to the faciliiofion of patient empowerment. For example, France et al. [2008)
found that a new brochure oddressing common blood donor concerns and
suggesting specific coping strategies, comrelated pesitively with improvements in
ottitude, anxiety, self-efficacy and dongtfion Intenfion. The vaolue of written
infermation to support verbal ‘one-to-aong' informofion was idenfified in Q

qualitative study of the informotion needs of parenis supporting children with
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disabliities [Jockson et al., 2008). The provision of contact details for o named

professional so that further inforrmation could be obtained when reguired. was also
identified as important. Mancin ef al. [(2008] found thal o patient information
booklet supporfing decision-making arocund genetfic festing had a positive impact
on satistaction with informafion provided, decreased decisional confliict and hod o
marginal impact on knowledge. Psychosocial interventions including information.
goal seifling, homework ossignmients, exercise, discussion forums and
multidisciplinary team support were found to help individuals manage the
psychaosocial, social and emotional chalienges of living with mulfiple sclerosis, in @

review conducted by malcomson ot al. (2007].

While the oauthors of fhese studies indicate that forms of potient
empowearment such as information provision and shared decision-maoking have o
positive impact on patients. it is important to beor In mind that nat all patients will
want fo take such an aclive role over their healthcare. In a study of palient desire
for information and decision-making. Nease and Brooks (1995) found that whilst
most patients wanted to be given relevant infarmafion about their condition, nat
all wanted o be involved in the decision-making process. These that did tended
to be women, younger, highly educated aond offiuent. Similarly, Fujimori et ol.
[2007) reported that 30% of patients with caoncer prefered not to receive
information about their life expectancy. These preferences were related to level
of education and mental adjustment to cancer. Ethnicity may olso play a part in
influencing patient desie for information and involvement in decision-making
Authors of o study looking ot differences In end-oflife communication between
Korean American and NorHispanic White older aduits. found that Nen-Hispanic

Whites were mare likely te engage In end-oflife communicalion than Korean
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Americons (Ko and Lee, 2009). Other factors such os religion may also have an
impact. Mobeireek et al, [2008] identified that decisions regarding life prolenging
therapy and assisted suicide were influenced by religious beliefs. These findings
highlight that the empowermen! model will not be relevant to all patients. Finding
out from patients themselves what role they want to play in the declsion-making

process and how much information they want to be given, is therefore vital.

932 Empowerment in policy and practice

Whilst the studies cited above highlight the curreni imporiance placed on
empowerment within the context of hedlthcare, the concept of patient
empowerment In fact emergded during the loter part of the twenfieth cenfury.
Previous io this, medicine had been recognised as g scientific profession, primarily
as a result of scientific discovernres such as X-rays, vaccines and medications
[Steele et al., 1987), By the 1960's however, broad social changes were occurming
in the United Stotes. The civil ighis movement, the women's movement and the
growing consumer self-help movement all emphasised a growing mistrust of the
outhority and an emphasis on self-determination (Roberts, 1999). The Ros v Wade
case in 1973, in which the Supreme Court decided to legalise the right of women
fo chose 1o have an abortion, is 0 good example of this (Relser, 1993). There was
alsa g growing awareness, following the Nuremberg ftrigls, on the nofion of
patients' rights [Brazel|, 1997). Public atiention hod also been drawn to another
vuinerable medical group - the subjects of human studies - following reports in the

press in the 19460%s of subjects inducted into experiments without being informed of

their risks (Reiser, 1993).




A key chonge that emerged from these evenis was the modemn medical

ethics movement in which a new standing was given to the rights of individuals to
leam abaut thelr liness and decide on therapies (Reiser, 1993). In the 1970's, the
American Hospital Asseciotion issued a ‘Patient Bill of Rights’ laying ouf the rights
patients had If they were hospitalised, The ‘living will' was also invented during this
time, which was o legal document enabling individuals to make decisions about

which medical interventions they did and did not want {Roberts, 1999)

The concept of patient empowerment continued o gain recognifion during
the 1980's. New approoches to hedith care assessment began to develop,
including a focus on the outcomes of healthcare. such as guality of life and
functional capacity, further enhancing the importance of the patient perspective
McKenna and Stern, 1924). In addition, numerous court cases occurred during
this period. parficulardy in the United States, highlighting the imporiance of the
patient or family to decide their own care and treatment (Reiser, 193], These
themes were reflected in the intemationally endomsed Ottowa Charter for Health
Promotion [Canadian Public Health Association, 1986), which advecated health
premotion as g mean: of "enabling people to increose conlrol over and fo
improve their heaith” (p.i). The Charter also emphasised the importance of “a
suppottive environment, access to informoation, life skils orid opportunities for

making healthy choices” [p2].

More recently. professional ond government guidelines in the Uniled
Kingdom have promoled patfient empowerment as g vifol component in the
provision of guality health services. The General Medical Councll, the body thol
registers and regulates doctors, promoles patient empowerment as a core duty of

the doctor towards their patient. Their Good Medical Practice guidelines state
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that doctors hove a responsibility to “give pafients the information they want ar
need in o way they can understand” and "support paflents in carng for
themselves to improve and maintain their health” (General Medical Council, 2009
p.2]. Similarly, the Departiment of Health's 2001 publication, 'Your Guide o the
MNational Healih Service', states that “The NHS wil shape its services around the
needs and preferences of individual patients, their families and their carers” and
"provide open access o information gbout services, tfreatment and performance”

|Department of Heaith, 2001 p.2-3).

The notion of the ‘expert patient' has alse been widely promoted by the
Government (Deparment of Health, 1999, Deportment of Health, 2007a) linking
patient expertise to ideas of empowsrment and a user-led NHS. It is believed that
expert patients will be "empowered 1o take some responsibility for [the condition's]
management and work in partnership with their health and social care providers"
in order to have "greater coniral over their lives" (Deporftment of Health, 2001a
p.5). The availoblity of accuwrote, informative ond occessible information is viewed
as cenfral to this initiative, and websites such as the National Electronic Library for
Health [NELH) and NHE Direct Cnline have been established in order to encourage
this process (Price and Leaver, 2002). Furthemmnoare. there has been an emphasis by
the Govermnment on patienis faking care of themselves through the promofion of
good practice such as healthy ealing. regulor exercise and breast self
examinalion (Department of Healih, 2000, Department of Health, 200%). These
measures have created an environment whereby people are encouraged fo take

a more active role in their own healihcare.

Another key movemen! which s also relevant 1o this study is the Disabillty

Rights Mavement, This movement gained significant momentum during the 1940's,
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during which time there was a9 growing desire of people with disabilities to

participate more fully in society (Ffeiffer, 1993). There was olso o reailsafion within
the disabled community that they could not fully participate in society, not
becouse of their disability, but because society as a whole did not cater for them.
For sxample, the focilities were not in ploce for them to attend university. hold
down a job or find a place 1o live oulside of an institution (Driedger, 198%). A
struggle for the recognition and right to live as independently as possible began,
and in 1970, the cwil nghts organisation Disabled in Action [DIA) waos founded with
the aim of ending discrimination through Iitigation and demonstrations (Feischer
and Iames, 2001). The Cenire for Independent Living was also established in
Berkiey, Califomia around fhis fime in order fhat people wifh disabliifies could live
independenily on university campus, |1 grew later into an odvocacy program for
the disabled community, providing impetus for the founding of the Disabiiity Law
Resource Centre [now colled the Disability Rights Education and Defense Fund]
[Switzer, 2003 p.74). In 1973, The Rehabilitation Act came inte being and was the
first national laow to oddress employment protections for disobled individuals, and
prohibited employment discomination against atherwise quadlified disabled woaorkers
by federal, state, and local governments (Richards. 1985), In 1975, the Education
for All Handicapped Chidren Act was passed, following lobbying from parents’
aroups, for the right of disabled chidren o o free and approprigte public
education that would emulate as closely as possible, the educational experience

of nan-disabled students |Abeson ond Zettel. 1977).

Similar changes were occurring in the United Kingdom. The Chronically Sick
and Disabled Persons Act was intreduced in 1970, and stipulated that it was a dutly

of local authorities fo provide certain social services for disabled persons and to
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make their availability known (Elion and Dean, 1983). More recently, the Disability
Discrimination Act 1995 was passed. This made it unlawful to discriminate against
peEopie with disabilities in relaltion o employment, he proviesion of goods ond

services, education and transport (Bell and Heitmueller, 2009).

This histarical and political overview provides a useful framework in which fo
view the findings from this study. We live in an age in which the notion of
empowerment is promoeted in all areas of our lives. Within healthcare, patients are
expecied 1o toke some ceontrol over their condition, and praciifioners are
supposed 1o fadiitate this. People living with disabilities are also more empowered
to be active paricipants in society than ever before. This is partly as g result of
rights legislations that hove cccurmed over the past 50 years, but s also likely to be
due to shifis in societal otfitudes towards disobility. Thus, in some respects, the
findings from this study are very much in tune with the wider political and cultural

climate,

9.4 A Reflective Assessment and Identification of Sirengths and Limitations of the

Study Process

9.4.1 Qualitative interviews

During this sfudy, | experienced conducting foce to face qualiiative
interviews for the first time. During interviews. | felt that it was important to reiterate
thal | was o researcher doing o PRD study gt the University of Plymouth but that |
also worked at a patient organisation for people affected by genetic conditions.
Talking about my own background and interest In the subject helped me to build
a good rappaort with the interviewees. My background moy have had an impact

an my interaction with the parficipants, but | feel that this impact was positive in
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that it made participants feel comfortable falking fo me, and made me faal miore

confident talking fa them

One ospect of conducting interviews that | had not foreseen was that
inferviewees found the gpportunity fo talk about thelr own personal experience
therapeutic. This was particulorly the cose for mothers of chidren with
undiagnosed conditions, who were used to being asked by professionals about
issues conceming ther child. For many, fhis was the first time that anvone had
specifically expressed interest in their well-being, in particular their personal feelings
and experences. The cpporunity to talk about these issues was liberating for
some mathers, o indicated by the lengih of many of the interviews. Most carrier
interviews lasted around half an hour, In the case of the ‘non-diagnosis’ inferviews,
the average length was around 50 minutes with one interview lasting one hour 20
minutes. Furthermore, a number of inferviewees commented at the end of the

interview how much they had enjoyed taking pori.

One of the difficulties | experienced as a researchar was kesping the
agenda flexible, allowing scope for new issues to come to the surface and be
explored, and at the same time ensuring that the conversation did not stray too far
off the topic guide. Possibly. my inexperience as an interviewer meant that | waos
not as forthright as | could have been in ensuring the conversation remained
focused. During one particular interview, when | was inferviewing a waman who
had undergone camer testing, the paorlicipant begon talking gbout the
experence of being given her son's diagnosis of Duchenne muscular dystrophy
Although this was not strictly in line with the topic guide, | felt that becouse the
subject was clearly an emofional one, It weould be inoppropriate to try and

interrupt, | therefore listened attentively until the interviewee hod soid all she
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wanted to about the issue, and then brought the conversation back in line with
the topic guide. On another occasion, a father of an undiagnosed child spent a
considerable amount of time describing his daughter's symptams and | felt that he
hod perhaps mistaken me for o medical doctor who might have been able to
offer advice. After this, | made sure at the beginning of interviews, that it was clear
| was g researcher and not o doctor, and waos therefore unable to offer any
medical advice regarding their child's condition. In future studies it would be

worthwhile clarifying this in the Patient Information Sheet.

In those coses where Doih partners were egligible to paricipote in the
interview, they all agreed 1o be interviewed together. | felt that porficipants might
find it useful o hear each other's expenence as it might provoke an interesting
discussion. | was coreful fo ensure thot each question was osked to both
participants. During the camier interviews, both participants confributed equally fo
discussion. However, during the ‘'non-diagnosis’ interviews, women were far more
dominant. One reason for this may have been that women generally take o more
active role in the area of child health and development [Skea et al., 2008). In
general, it was the mothers who took children to appointments, or had given up
work in order to look after their child, and therefore the daoy-to-day experience of
caring for o child without a diagnosis appeared to have o greater impact on
mothers than fathers, giving them more experiences fo discuss during the
interview. It moy alsa be that from o psychological penspective, mothers may
have had more emotional issues and experiences to discuss, or were happy to
discuss, during the interview. In hindsight, | may have identified more salient
findings relating to the emotional impact on fathers, if | had inferviewed parents

separalely. One further limitation 1o interviewing partners together may have
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Bean that discussion around topics such as the impaci having

1
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an l.,lr::jf-mgf‘.r_." ed
child had on the couples’ relationship, ond how the issue of carler testing was first

raised with the parimer. moy have been influenced by the fact that the partner

was present,

Dne of the limitations of this study is that participants were salf seleciing and
were keen to be involved in research. Thus, the findings from this research are
likely to refiect the experiences of participants whio are a cerain ‘type’ of person;
active, informead. engaged and more liksly to be coping. This is reflecied in the
fact that the participants in this study were sinving fo empower themselves. Those
that were not siriving for empowemment are not represented in this study, and theair
experiences ore likely to have been very differeni. Furthermore. by recruiting
participants through the same regional genefics service, many of the parents were
under the supervision of the same medical geneticist. This may have limited Ihe
range of experiences. More diverse experiences may have been identified if
participants had been recruited from different regional genetics cenfres in
different geographical locations across the United Kingdom. Lastly, participants

ad o hove sufficient grasp of the English language to be eligible to participate.
which may have excluded pecple from eihnic minorities for whom English was not
o first longuage. This group may have had different experiences to the ones which
| identified in this study

Mevertheless, g wide range of themes and issues were uncovered during
the two sats of Interviews, and in the case «of the undiognosed children, even
though parents accassed the same regional genetics centre, all the children hod
very different symptoms, were under the care of differen! medical specialists

aottended different schools of nursanes and lived In different areas ensuring he
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experiences of parents varied greatly. Furthermore, perfinent and prefound
themes that help us to understand the service user experience have been

identified, which can be used to inform policy and practice.

2.42 Analysis of interview data

In reflecting on the method chosen o analyse interview data, | believe that
the grounded theoy opproach worked well for the fwo studies. Bven with small
samples, the method provided a good framewaork for key themes to surface from
the dota and be explored in-depth. In addition, the findings and theories derived
from this approach have confributed to the literature, provided useful content for
the informotfion resources, enabled the development of o set of useful
recommendations for genetic healthcare specialists ond policy makers, and
supported o successful application to the Big Lottery Fund. However, as with all
gualitative research, it is impertant to acknowledges that my own values, interests
and experiences will have shaped my interpretation of the findings. Nevertheless, |
hope that by using the validation techniques described in grounded theory, my

Impact on the research findings has been minimal.

One of the main challenges | faced in analysing the data lay in identifying
themes ond categories thaot were broaod enough fo reflect the range of
experiences, but specific enough to be relevant and meaningful. The maojority of
gualfitative studies previously conducted, in which the psychosocial impact of
carier testing was ossessed, focused on particular genetic conditions (Anido et al.,

2007, Fanos and Johnson, 1995b). However, in this study | chose to look at a broad

spectrurm of conditions to try ond identity whether there were overarching themes

and a pesible theary that reflecied the experience of being o cariet more |




generally. Furthermore, bescaouse a systematic review of the camier testing

Iiterature haod already been conducted, a number of key themes hod besn
identified before gualitative research began. Whilst this information gave me a
good understanding of the key issues. it wos important to ensure that this
knowledge did not exert too much influence over my coding. | therefore fried o
remain as open as possible to new categones and themes. identifying them
inductively frem the data in kesping with the grounded theory approach. One
method | used to achieve this was to create hundreds of codes (free nodes)
before aftempting io group them together info higherlevel categories (free
nodes). This ensured all thoughts about the data were given value and were not
discarded on the arounds thaf they did nof fit in with preconceived ideas. To
further ensure the emerging theory was grounded in the data, | lobelled codes
and categories 'in-vive' where possible, using werds or phrases direcily taken from

participants in the study.

9.4.3 Development of educafional resources

Once | began writing the first draft of the text for the resources. a number of
issues became apparent. Frst, it became clear that there was a lack of scientific
information suitable for inclusion into the non-diagnosis resource. This was primarily
because without a diagnesis. one cannot talk specifically about a particular gene
mulualion, chromosome rearangement, of inheritance pattern. For this reason, the
resource would have to be heavily biased towards psychosocial information. This
in iself was not a prablem. However, it did mean that the study procedure
ariginally planned had to be revised. Discussion with my supervisors as to the best

way forward was a useful way of thinking through an alternative plan.

284




As is the cose when developing written informafion with key stakeholders,
each wil have their own ggenda that will influence their thoughts and beliefs
regarding the contfent. The comments received from the various stokeholders who
reviewed the texts were incredibly helpful, ond o number of points and suggestions
were raised which | had not considered. However, occasionally thoughts differed
and | hod fo moke difficult decisions which ulfimaiely relied on my own
professional opinion and previous experience developing patient information. |
ciso had fo accept the impossibility of pleasing everyone. One mdjor revision
which was made towards the end of the piloting stage came about as a result of
interviewee feedback, A number of comments were made conceming the
readability of the carmier testing resource. Furthermore, | hod my own doubls
about whether it was sensible fo discuss recessive inheritance, X linked inheritance
and chromosome translocolions in the same resource. The feedbock waos
therefore useful as it confirmed that the best waov forward would be fo divide the

information up into three separale resources.

944 Plloting of resources

Discussion of the study precedure with staff at the regional genetics centras
was exfremely valuoble as o number of practical {ssues were raised which | had
not considered, For example, it was flagged up by one genetic counsellor that
parents of children without a diagnosis are likely to receive numerous letters from o
range of clinicians and other service providers. Therefore, the letter from the
clinician was likely to be only one of a number of pleces of written information
received ot that time. This was important because it might have affected the
impact and effectiveness of the information resource. For this reason, It wos

decided fo design fhie study so that parents were given the respurce ot the same
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time os the clinic letter to reduce the possibility of other information being received

between acquiiing the resource and completfing the questionnaire. This example
demonstrates that it is good practice to talk through study design with those

people who will be implementing the study, before beaginning.

The difficulties of recruiting sufficient parficipants to conduct g successiul
RCT become agpparent during the final phose of this research. |n hindsight, one of
the reasons for the fallure of the non-dicgnosis sub-study was that the recruitment
procedure was probably loo complicated as it relied on the involvement of
numerous people. This should be kept in mind for future studies and where
passible, o study procedure In which potential participants are recruited ot one
point in time and which requires the input of one staff member, shouid be used. In
addition, the difficulties experienced during this pilot study have highlighted that
where there Is only a small sample of potential parficipants available, quantitative
research methods are not necessarnly the most gppropriaie to use. In the case of
the ‘non-diognosis' resource, it was the gualitofive dota that was most valuable,
and provided a convincing argument for the effectiveness of the intervention.
Therefore, quantitative research methods should not always be presumed to be
most appropriate, ond considergations such Qs saomple size, cost and potential
harm caused by the intervention should be taken into occount when formulating

a study procedure.

945 Mixed methods design

By combining qudliiative and quaniitative methods in this study, | was able
to use triangulation in order to crass-check the findings throughout the study. As

similar findings were identified using the different methods, the comprehensiveness
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and validity of the findings waos verified. In addition, each method was used as a
basis for following phase. For example, the systfematic review helped inform the -
questions asked during the patient interviews and the key themeas derived from the
patient interviews informed the content of the information resources. By using o
mixed methods design, | was also able to develop a richer and mere complex
picture of whal was occurming. Respondent validation, L.e. cross checking interim
research findings with respondents, was also carried out by sending the draft
versions of the information résources to the participants who had helped inform

them, to ensure the resources reflected the parent experience.

One challenge that using this method posed waos that extensive dala
collection using g voriety of methods was necessary, which was in itself time
consuming. Furthermore, it entalled becoming familiar with both guaolitative and
quantitative methods (although this could also be considered a benefit as | now

have an understanding of both methods).

9.5 Recommendations for Practice

There are o number of recommendatfions thot can be made to service

providers in light of the findings from this sfudy.

2.5 Recommendations aimed at Iimproving clinical oulcomes of

carmier testing

The evidence of this study indicates that having an affected child alters the
individual's response to the camer test results, For those carrmiers who already hove
an affected child, the impact of receiving the fest results in these cases may
reinforce feslings of quill, sel-blame and matemal blome In the case of X linked

conditions. Counseliors therefore need to be aware of these issues when testing
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parenis of affected children as these psychological issues may need o be

addressed both before and after testing.

Counsellors should logk to gddress misconceplions relaled to health and
carier stalus: some individuals may seek support for beliels they have about their
health by identifying clinical features of the disorder for which they are being
tested or are found to be a camer. Furthemmore, while some clients will effectively
manage anxiety and their camier status through threat minimisafion and other
active-coping mechanisms, professionals should ensure that these who appear ta
be managing well do not minimise their threat to ihe extent that they disengage
from protective health actions, parficularly when it comes to reproductive issues.

To ensure arxiety regarding camier status is not unduly prolonged, genetic
practitioners should pravide understandable and cornprehensive information
regarding the reproductive options ovailable to carriers, as this was the issue found
to be most relevant to participants.  In aoddition, there is a need 1o explore with
patients when they would like this information (pre or post test results), in order thai
it is provided at a time when it will reduce any undue amxiety.

Ensuring that other health professionals. such as midwives and GP's,
understand the implications of carrier status with regard to the risk to the fetus, and
agre agware of the various prenatal testing options that are currently available, s
also imperative. |deally, couples should be refered to genetic services before
conception, so thot the risk can be clarified and prenoatal festing options discussed
with a frained genetic counselior.

Whilst genefic specialists may routinely provide patients with written
information that can be paossed on to family members, it & importani that

discussion focuses on how the subject might be broached and handled as
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guidance and support may net necessarily be given in this area. Any written
information provided to family members should include psychosocial informafion
as identified in this study. The psychosocial booklets developed for this sfudy could

provide the baosis for this commiunication.

.52 Recommendations aimed at improving clinical outcomes when a

child has no clear diagnosis

Whilst the majerity of parents that aftend genetic services because their child has
leaming needs and developmental delay will be searching for o diagnosis.
between 30-50% do not receive one {Daily et al., 2000). The need for, and lack of
certainty, is therefore an issue for many parenis seen by genefic specialists.
Specialists may therefare want fo highlight o parents ot the beginning of the
diagnostic process that o diagnasis is not always achievable in order that parents
do not have unredlistic expeciations. As Skirton suggests (200éa), It may be helpful
to discuss other areas where increased cerlainty may be possible in order 1o give
parents an expectation thal is more reglistic and more likely to be safisfied,
Furinermore, parents should be reassured that even without a diognosis. their child
should receive care, frectment and services that are tailored to their needs.
‘Frustration’ was an issue frequently experienced by parents. For example.
participants repeatedly folked about their frustration in having fo repeat
ihemselves to different healthcare professionals. Cne way of reducing this would
be to inform health professionals of this issue and recommend that they take more
responsibility for reading back through their notes. At the same fime. parents
should be informed thal there will be very specific things o specialist will be
interesied in finding out that relate fo their particular speciality, so sometimes

repeating information is necessary. Another source of frusirafion concermed the
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time needed to complete all the necessary forms to occess services, and the

difficulties of completing forms when there was 'no box to tick'. Health visitors
should be encouraged to help with formHilling.  Furthermore, a letter from a clinical
speciclist, clanfying in writing the child's symploms and that there is no confirmed
diagnosis. might be useful for parents when submifting forms as well aos when
seeing other health specialists.

The findings from this study provide further evidence of the need for families
o hove one person or 'key worker who acts as their main point of contact and
who provides psychological and sociol support, This recommendation hos been
made by authors of other studies in which parental needs have been assessed
(Allford and Hillier, 2008, Liabo et al.. 2001, Rahi et al., 2004} In most cases, the
health visitor was identified as the person who provided this service and was
identified as key o the wellbeing of the whole family. If health visitors are the most
appropriate professionals to provide this service, it is impaortant that they receive
appropriate fraining to enable them 1o undenstand service usars' needs. provide
psychological and infermational support, and access retevant services in a timely
Manner.

A number of parenis felt that there was no appropriate support group for
them to cortact because thelr child did not have a diagnosis. This may have
further added fo feelings of isclation and stigmatisation. Nevertheless, suppori
groups do exist that are nonspecific and can provide general information ond
support fo parents without . diagnosis, such as Unigue and Contact a Family.
Furthemnore, even without a diognosis, parenis can benefit from the infoarmation
provided by organisations for particular conditions, where similar symptoms exist.

There was also a perception by some pariicipants that joining g support group




meant that you had to physically attend group meetings. However, many support
groups have chat forums which people can access online from anywhere around
the world. This peint should be stressed in the literature produced by patient
support groups. Furthermore, patient groups may want to invest in setfting up these

torums if they have not already done so.

@53 General recommendations

Not all service users will wani the same level of input into their or their child's
healthcare. Some, like many of the participants recruited info this study, sfrive for
empowerment through information seeking and shared decision-making. Others,
however, may want the clinician to take a more gctive role in this area and may
not want to pursue furdher sources of infarmation. This issue is relevant to oll
healthcare disciplines. Clinicians should therefore address this issue during the
consultation in order to identify the patients’ needs,

Participants valued being kept informed and up-to-date with information
regarding their or their child's healthcaore. For those service users who are keen fo
take control in this area, health professionals across the board should facilitote this
by copying potients in 1o letters, signposting them to relevant orgonisations ond
keeping them updated about ony sciendific developments that might be of

interest.

7.5.4 Recommendation for policy

The mportance of the healih visitor in providing support to parents and acting as a
key worker for the family hos been identified in this study. Unfortunately, due to the
steady erosion of services which health visitors ance offered, it will be very difficult

for them o underdake this kind of role in the future [Craig and Adams, 2007).
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Theretore, it Is vitally important 1o promote this finding through organisations such

as the Genetic Allionce UK, which informs and influences policy makers,

9.6  Confribution of Study Findings to Theory, Method and Practice

2.6.1 Theory

Whilst smpowerment hos been suggested by other researchers 1o be a
central outcome of genefic services, what is novel in this study is that | have
identified @ multi-faceted and dynamic process of empowearment in two specific
areas of genelic services. Moreover, | have developed o new construct,
‘reconstructing the meaning of being o parent', to describe the experience of

parenting a child with no clear diognaosis,

.62 Methods

Whilst the methods employed in this study hove been used widely in heaith
research, the mixed methods design was novel and formed a relouws! method fo
develop patient information, By combining guaoiitative and gquantitative methods,
| was able to verify the findings through triangulation. Moreover, each phase built
on and added to the findings from the pravicus phase which enabled me to gain
a richer theoretical insight than if | had only used one parficulor method. The
mixed method approach oullined in this study con be odopted by other

organisations as a guide 1o develop validated patient information in other areas,

943 Practice

One of the main findings from this study has been the long term impac! of
parenting a child without o diognosis, and the lack of psychosocial information

ond support ovallable. The need for and importance of timely, comprehensive
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psychosocial information has therefore been identified as key. Furthermore,
reproduction has been confirmed as a central metivator and cutcome of carrier
testing. This underiines the need for timely information provision around this topic

through genstic clinics and other healthcare providers.

9.6.4 Ouicomes of Research

One positive oulcome 5o for of his research hos been that the findings ond
recommendations were wsed fo support an application o the Big Loftery Fund fo
provide a new service for families without o diagnosis. This application has been
successful and Genetic Alliance UK has been awarded £300,000 to undertake this
work. Findings from this study highlight the need for the suppor group to provide

the following services:

. opportunities for families to shore knowledge. experiences, difficulties
and solutions through a variety of mediums such as o chal forum, a
website, a regular newsietter, an annual meeting and by linking families
for mutuol support;

2. a website containing relevant information and signposting o useful

government, heglth, educational and service organisations; and

(a2

links with health ond social care professionals with expertise in
undiagnosed conditions.

Furthermore, the booklels were entered into the British Medical Association
Patient Informafion Awards 2010. The bookiet 'Living without o Diognosis —

Information for Parents’ won ¢ Commended prize [Appendix 41),
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9.7 Recommendations for Research

This study was primarily concemead with assessing the psychosocial impoct
of genetic testing from the service users’ perspective. However, in order to

achieve a moere holistic overview of empowerment, it would be important 1o ook
at the concep! from a varety of perspectives. A discussion of the concept wilh
service providers such as clinicians. health visitors. and support workers would
pravide a more complete theoretical framework. Furthermore. it would be

inferesting to see if the desire for and definifions of empowerment varies across

differeni ethnic or religious groups

Findings from the carrier study suggest thot there are differences in the way
thot men ond women experience camier testing. Men focused mare closely on
the mathematical aspecis of carner testing; women on emotional issues. As the
number of men in this sub-study was small, the findings are not necessarily
significant. However, they do add weight to the small number of studies that have
atso idenfiied differences between the way men and women inferpret and
experience camier testing (Marteau et al., 1997, Newman et al.. 2002). Research i

needed o explore this greag further as there might be a need to asveiop camer

esting informafion thal 5 specificolly targeted ol men. Furthermmore, it was
idenfified that camer stafus appeared to impact on parficipanis’ sense of igentity
within their ethnic and religious world., This finding has been identified by

d'Agincouri-Canning [2006) who was looking af the impact of predisposition

asting for hereditary breast cancer. It would be worthwhile looking maore closely

at this issue. as <o far the evidence i limited to a small number of studies




It was difficult to recrut men inta this study, both at the interview phase and
durng the pilot sliudy. In addition. fathers of children without o diognosis
confributed less during the interviews than mothers did. Although this might reflect
the fact that mothers generally take a more 'hands on' role with the day-fo-day
aspects of child care. the work conducted by the Foundation for People with
Leaming Disabilities [Towers, 2009) highlights that raising o child with a disability
does have a substantial impact on fathers. Fathers often struggle fo combine paid
ermployment with caring responsibilities and locking ofter their own health. Efforts
should be made to reach fathers in future work looking at the impact of parenting
an undiagnosed child. This is something that the new service for families without o

diagnosis could focus on,

The results of the pilof study highlight that in some circumstances the logistics
of doing o quanfifative study s more chalenging than a qudlitative one,
particulady when 1t 5 difficult to recruit sufficient numbers to ensure significant
findings. In order to test the effeciiveness and acceptability of the information
resources further, it might be preferable to forgo the RCT approach and conduct a
service evgaluation’ study instead. Using this approach, pafients who might
benefit could be provided with a copy of the booklet and asked to complete o
feedback form to assess its acceptability. For the 'non-diagnoesis' booklet, it would
be important for clinicians to give the booklet 1o parents whe have only just begun
searching for a diagnosis, rather than these who have lived without a diognosis for
many years. The gualitative feedback from the pildt study could then be

compared with the qualitfative feedback from the evaluation study 1o see whether

giving it fo parents at the beginning of their joumey had a greater impact.




2.7.1 Suggested studies

Patient Empowerment in Genetic Services — The Professionals’ Perspective

This is @ mixed methods study exploring the concept of empowerment from

professionals’ pemspective. Indepth Interviews with genetic service

i

professionals would be conducted. Arsas for exploration include: professionails’
dgefiniion and views regording patient empowearment, what professionals like
and/or dislike about empowered patients. how they facilitate empowerment, their
views on whether all patients stive for empowement and how smpowermment
affects their role. Written information materials provided by genetic specialists
would also be analysed to see If and how they promote patient empowerment.
Empowerment from the perspective of suppor groups could also be explored 1o

understand the concept from outside of the healthcare setting.

The Psychosocial Expenence of Carner Testing - Do Differences Exist Across

Genderse

This is @ qualitative study looking ot the experience of carier testing from
both the male ond fermale perspective. The aim would be to explore whether
males and females experience the 'same’ event in different ways. Particuiar
atlention would be paid to the lemninology used by participonts, to explore
similarities and differences. Discourse analysis might be g suitable method fo
analyse the data as this method is concerned specifically with longuage and its
rale in the constitution of social and psychological fife [Willig, 2008). If profound
differences exist. further work developing ond plloting ‘gender specific’ carrier

information. could be conducted.




Living Without a Diagnosis — The Fathers' Perspective

This Is a qualitative study locking at the impact of parenting o child without
a dicgnosis from the fathes' penspective in-depth interviews would be
conducted with fathers fo explore the psychosocial impact of the condition from
their position. Parficular areas ta focus on would include: whether it impocted on
their feelings obout being a 'father’, the impact on their relationship with the child,
issues related to employment, impact on the relationship with the mother,
Furthermore, the need for ond content of information in this area almed

specifically of fothers could be explored.

A ‘'Service Evalugtion' Study Assessing the Acceplability of Wiritten

Psychosocial Inforrmation Resources

The psychosocial resources developed In this doctoral study are piloted
through genetic clinics. Genetic professionals weuld give them o anyeone who it
was fell might benefit from the resource. Parficiponis would be asked fo complete
o feedbock form |eiher online or paper) in-order o ascertoin the acceplability,
readability and comprehensibility of the resources. Questions from the PSWI scale
would be included. A number of participants would be invited to take part in ©

short felephone inferview.  Interviews would enable porficipants’ thoughis

regarding the resources to be probed in more detail.

9.8 Conclusion

In this study | have used a ronge of methods to explore the impact of
psychosocial infermation resources for patients accessing genatic services, As o
result of the findings, | have been able {o develop o novel theoretical model of

empowerment, showing it as a dynamic and engoging process, and have
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NHS|

National Research Ethics Service

The Joint UCL/UCLH Commitises on the Ethics of Human Ressarch
Committes Alpha
Insfituie of Chad Health
30 Gettord Strest
Lendon, W TN 1EH
Tei (20 7566 4130
Fax: 020 7598 4138
Emai LiycasBhch vl ac uk
Ouwr Hef OBAL 288
12 Saptembar 2008

Wz Ceine Lews
Project Officer at GIG/ Phid student at University of Plymouth
Ganelic Interest Group (pafien! crganisation)

Uinit 40 Laroy House

435 Esssx Road

London

N1 30P

Dear Ms Lews

Full Gitle of study: A gualiistive study of the psychoesoclal impact of genetic
testing (2 inform developmant of information resowrces
for patients,

REC reference number: OB/HO715T1

Thank youy for your letier of 15 August 2008, responding lo the Committss's request for
further informaton on the gbove resagith and submitting reviged documaentaion.

The further informeatiion has been considersd on behaif of the Tommities oy ine Chair
Confirmation of sthical opinion

On behalf of the Commitise, | am pleased lo confirm @ favourable ethical ppinion for the
sbove research on the basis describad in the application form, protocol and supporting
documentation as revised, subiedt to the condibons specified bbliow

Ethical review of research sites

The Commities has designaiad this study as exerpt rom sie-Spaciic assessment [534)
The favoursbie apinion for the study applies to all sites involved in tha research, There & no
reguirement for othar Local Research Ethics Commifiees ta ba informed or 55A to be
camied oul &t each site

Conditions of the favourable opinion

The favourahis ppinion is subject 1o the following conditions being met prigt 10 the sip: of
the wiudy

{ha star of the siudy B the site concarned.

Managemenl permission ot NHS sies ("RAD spproval’) should be oblained from tha
relsvant care organsation(s) in accordance with NHS resaarch govemance arangements

Thia Beshartr Ethiry Coammiltes it an advisory commities 8 London StUrategs Realeh Authorly
The Nariongy Researvh £ Burt Seret® (ARER? rege#ients e AFT Drectorgte v ifur
the Natrona) Papipnt Safety Agesdy and Resparch Fitics Comvttitteny in Englangd
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DEMOT IS Page 2

Guadance on applying for NHS parmiszion is available in the Integraled Resaarch
Application System or at httecwww riform nhe ub
Approved documents

The final st of documents reviewed and appoved by the Committee is as follows

Document L - - ©|vemsin  lpa= =
Application - '
|Ivestigator cv :

| Prosocold E] 04 June 2008
S S— 1

| interview Schedules/Topic Guides 1 0 Jure 2008
m_lqmnm Shoat Camer lasfing study 1 D4 Juns 2008 _:
j ;?ﬂmm Information Skaet Non-dagnosis after genetic testing |1 04 Juns 2008 .
l:-au--xsuzn;mwlrll ipant Information Sheat. Camiar esting sludy i_:: 122 July 20DE
;Pautm ipant Informaton Shest: Non-dagnasis after genetic tesking iz I3 Juty 2008
mmm Cansent Form 1 D4 Juna 2008
'Perhpant Consant Farm Fi 22 July 2008
'Response 1o Regquest for Further Informaton |23 July 2008
Fesponss to Request for Eurther [nformation 2 15 Augusi 2008 |
CV Heathe: Skinon ]
Gays and 51 Thomas Cimical Genteis etier of suppor (05 Juna2008 |
Insurance policy i1‘f July 08
Bpansar ket - 09 Jime 2008
|Diraft questons for mimnview: Carmier testing |2 23 July 2006 |
"Draf questons for imerview: Non-dagnogis 3 15 August 2008 |
iReply siip - I Aoy 2008 |
Statement of compliance

The Committee is constiiuted m accondance with the Govemnancs Arangements for
Reszearch Ettics Commitiees (July 2001} and complies fully with the Standard Operating
Procedures for Research Ethics Commiftees in the UK

Aftar athical review

Now that you have completed the application process please visit the National Ressarch
Ethics Websita > Afier Haview

You are mwied to gve your view of the ssrvics thal you have received from the National
FResearch Ethics Service end the application procedure.  you wish to make your views
known pleass use the feadback form avaliable on the website

The attached decument “Alter ethical review — guidance for researchers” glves detaied
guidance on raporing requirements for studies with & favourable opinion, mcluding

»  Notfyng subsiantial smendments

= Frogress and safety reports
s Notifying the end of the study




Appendix 2

Dear Ms Watts

oB/H Sall
A qualitative study of the psychosocial impact of genetic / Ms Y

testing to inform development of information resources

for patients 0715/71 Watts

Thank you for submitting your research project to the R&D Department, The project

has now been approved by the Trust and has been cllocated the Trust R&D registration
number RJ1 0B/0246. The project has been registered on the Trust's research database

Please quote the R&D registration number in any communications with the R&D Department
regarding your project.

Conditions of Approval:

The principal investigator must notify R&D of the actual start and end date of the
project.

The Principal Investigator is responsible for ensuring that Dota Protection procedures
are observed throughout the course of the project.

The agreed protocol must be followed, R&D must be notified of any changes to the
protocol prior to implementation

The Principal Investigator and research team must have appropriate substantive or
honorary contracts with the Trust, The Principal Investigator is responsible Tor
ensuring that the team 1s covered.

All members of the research team must have completed GCP training - please contact
me if training or annual updates are required

Please submit a copy of the progress report on the anniversary of the Ethics
favourable opinion (12th September)

Trust approval for the research is subject to the research being undertaken in line

with the Department of Health's Research Governance Framework, and Trust policies relating
to Research Governance. The Research Governance Framework and details of you and your
researchers responsibilities within this framework can be found on the Department of
Hesolth's website of:

http://www.dh.gov.uk/en/Publicationsandstatistics/Publications/PublicationsPolicy And

Guidance/DH_ 4108962
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If appropriate it is recommended that you register with the Current Controlled
Trials website: htip://isrctnorg/

There is a fee per trial registered - if this fee will impose a considerable burden upon
your trial resources please contact myself or one of my colleagues in the R&D Department.

In line with the Research Governance Fromework, your project may be randomly
selected for monitoring for compliance against the standards set out in the Framewerk. For
information, the Trust's process for the monitoring of projects and the associated guidance
is evanloble From the Trust's intronet or on reguest from Yhe RAD Department. You will be
notified by the RAD Department if and when your project has been selected as part of the
monitoring process. No action is needed until that time.

Many thanks for registering your research project

Best regarnds

‘Karen

Karen Tematian BSc Ho

“rnll karen imatiania GS T T nhs uk
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Guy’s and St Thomas’ NHS

NHS Foundation Trust

Appendix 3
CLINICAL GENETICS
7" Floor Borough Wing
GUY'S HOSPITAL
Great Maze Pond
London SE1 8RT

Tel: 020 7188 1364
Fax: 020 7188 1362

Dear...
Re: Developing Resources for Patients

We are writing to inform you about a research study that we think might be
of interest to you. The study is about people's experiences of genetic testing. The
researcher would like to interview patients to hear aboul their experiences of
genetic testing. This is to help inform a new information booklet that will be given to
future patients. The booklet will provide information and support. More information
about the study can be found on the Information Sheet we are sending with this

letter,

Please read the Information Sheel, and if you are interested in paricipating
please contact the lead researcher, Celine Lewis. You will find her contact

detalls at the end of the Information Shest
Many thanks,
Sally Watts

REGISTERED PRINCIPAL GENETIC COUNSELLOR




Appendix 4

Research Study Information Sheet
Developing Resources for Patients

Carrier Testing study

My name is Celine Lewis. I work for a patient group called the Genetic Interest
Group where I develop information about genetics for patients and families. I am also
doing a PHD at the University of Plymouth. I am currently doing some research into
the effects of genetic testing on patients for a new information resource I am going
to be developing. This infermation sheet explains a bit more about this research, and
why I need your help.

What is the study about? The study is being done to find out how patients feel
after receiving the results of a carrier test. This information will help me to develop
a new booklet for patients about carrier testing. This booklet will be available to
patients and families who visit a genetic clinic, end will be translated so that it can be
used by patients in other countries. In order to write this booklet I need to hear the
views and experiences of people who have taken a carrier test, whether they are
found to be a carrier or not. This study is important because at the moment there is
not very much information for people when they receive their test results. An
information booklet, that provides helpful and practical information, can be a good
source of support.

Does this study concern me? If you are 18 years or over and you have taken a
carrier test, I would value your help with this study. For the purposes of this study it
is not relevant what the results of your carrier test were, or whether you are male or
female.
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What will happen if I decide to heip? If you would be willing to help with fhis
study, I would like to inferview you at your home or another convenient place. The

interview will take between 30 and 60 minutes.

If you would like to ask me more questions about the study, or you have decided you
would be willing to help, you can either fill in the return slip at the bottom of this
letter, phone or write to me. We will then be able to arrange a date and fime fo meet,
which is convenient for you. If you need fo travel to the interview, I would be able to
reimburse your travel costs. The discussion will be recorded on audio-tape but when
it is typed out your name will not be on it. I will be writing a report but any comments
you make will be anonymous, Your personal details will be kept securely and not passed
on to anyone else.

If any difficult issues arise for you as a result of our discussion and you would like to
talk with someone about them, I would be able to put you in contact with an
appropriate person. I would be very happy to answer any further questions you might
have about the study before you decide about being involved.

Can I change my mind about being involved? Even if you tell me you would like to
help, you can chenge your mind about being in the study at any time, without giving e
reason. Your health care will not be affected in any way, whether or not you decide to
be involved.

How do I get involved?

If you are willing to help or want to ask a question, please contact me, in the
next 2 weeks if possible, by:

Telephone: (daytime) 020 7704 3141 OR

OR Email: celine lewis@plymouth.ac uk

OR Mail: Fill out the form at the battom of this information sheet and send it
back fo me in the pre-paid self addressed envelope.

Finally ....thank you for reading this information sheet.

Celine Lewis



http://pJvmouth.ac.uk

I am interested in participating in this research and am happy for you to contact

me.

MName

Phone MNumber

E mail

If you are not interested in participating this is absolutely fine, but it

would be helpful for me if you could explain the reason why you have decided not

to participate. Many thanks.




Appendix 5

Research Study Information Sheet 4

Frymod

Developing Resources for Patients

Genetic Testing study

My name is Celine Lewis. T work for a patient group called the Genetic Interest
Group where I develop information about genetics for patients and families. I am also
doing a PHD at the University of Plymouth. I am currently doing some research about
what it is like for families when doctors cannot find a name for their child's condition.
This is for a new information booklet I am going to be developing for families. This
information sheet explains a bit more about this research, and why T need your help.

What is the study about? The study is being done to find out what it is like for
parents and families when doctors cannot provide a specific name for a childs
condition. I would like to speak to people who have been in this situation. This is so
that T can find out information that will be useful for other families that go through
this difficult and sometimes distressing experience. The information will help me to
develop an information booklet to support parents through this time, that will be
available in genetic clinics. It will also be translated so that it can be used by patients
in other countries. This study is important because at the moment there is not very
much information for people who are unable to find a diagnesis for their child,

Does this study concern me? If you are 1B years or over and you are the parent of
a child or young person (up to 19 years) with a possible genetic condition but no clear
diagnosis, I would value your help with this study. T am interested in interviewing
mothers and fathers as well as couples together. I will ask you questions such as
what it was like waiting for a diagnosis and then not receiving one, and whether not
having a diagnosis has caused any problems in practical terms (schools, healthcare
etc) as well as emotionally. I will ask you whether you have any advice for other
families going through a similar situation.
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What will happen if I decide to help? If you would be willing to help with this
study, I would like fo interview you at your home or another convenient place such as
Guy's genetics department or my office in north London. The interview will take
between 30 and 60 minutes.

If you would like to ask me more questions about the study, or you have decided you
would be willing to help, you can either fill in the return slip at the bottom of this
letter, phone or write to me. We will then be able to arrange a date and time fo meet,
which is convenient for you. I you need to travel to the interview, I would be able to
reimburse your travel costs (up to £50). The discussion will be recorded on audio-
tape but when it is typed out your name will not be on it. I will be writing a report but
any comments you make will be anonymous. Your personal details will be kept securely
and not passed on o anyone else.

If any difficult issues arise for you as a result of aur discussion and you would like to
talk with someone about them, I would be able to put you in contact with an
appropriate person. I would be very happy fo answer any further questions you might
have about the study before you decide about being involved.

Can I change my mind about being involved? Even if you tell me you would like to
help, you can change your mind end withdraw from the study at any time, without
giving a reason. Your health care or your child's health care will not be affected in any
way, whether or not you decide to be involved.

How do I get involved?

If you are willing to help or want to ask a question, please contact me, in the next 2
weeks if possible, by:

Telephone: (daytime) 020 7704 3141
OR Email: celine@gig.org.uk

OR Mail: Fill out the form on the next page of this information sheet and send
it back to me in the pre-paid self addressed envelope

Finally ....thank you for reading this information sheet.

Celine Lewis



mailto:celine@gig.org.uk

Reply Slip - Non Diagnosis

Please post this back fo me in the stamped addressed envelope provided.

I am / I am not interested in participating in this research and am happy for
you to contact me.

Name .

Phone Number...._.. .

E mail.....

If you are not interested in participating this is absolutely fine, but it would be
helpful for me if you could explain the reason why you have decided not to
participate. Many thanks.




Appendix é

CONSENT FORM

Title of Project. A qualitative study of the psychosocial impact of genetic testing to inform
deveiopment of mformation resources for patients.

Mame of Reszearcher; Celine Lewis

Please initial

1. | confirm that | have read and understand the information sheet dated 22 July 2008

{version 2) for the above stiudy and have had the opportunity 1o ask questions,
2 | understand thal my participation Is voluntary and that | am free to withdraw at any .
time, withoul giving any reason, without my medical care ¢r legal rights being affected - ‘
3. |agree to take pari in the above study.

4. | would like to receive a copy of the patient information bookist once it has been ‘

developed |
Name of Participant Date Signature |
|

Ressarcher Date Signature
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Appendix 7

Topic Guide - Carrier Testing

Infreduce why you are daing this sfudy — te write an infarmation booklet for people
who have taken a carier fest. Opporiunity to hear the expenences of people wha
have taoken the fest

| .Can you tell me the reasons why vou decided fo take a camier fesig Dig you
have any worries of fears? [f so what were they 2

2.Can you dascribe what that ‘waiting period’ was like whilst vou were waiting for
the results?

3.Con you describe how you felt. whan you first received your results?
’.':

Iy 3 1]
(Prompt: talk about emations e.q. reflef. anxiety, shock. gufit etg)

A

4 Was anhyone with you ot the fime e.g. your partner, a parent, a friend? Was this
useful?

5.Do you think that having this information about yourself makes you feel differently
about yourself in any way?

-!'F‘FC-'FI"?D]" Do yiou fes| any Elf:r-erﬁ'ﬂﬂ}" about Your hl'_.“.’fnlnr.hl Vour -'-L‘Eu"'.'?'.l'ﬁf, as. .0 mother
partner)

&.In terrms of family planning. did the results affect your plans to hove children, o
have more children, in any wayv 2 Did you make any other decisions based on your
test resulfse

(Prompt: did you consider options such as prenatal fe
didrn't matter as already had children)

.p

sting, not having children,

7.Did you discuss your test results with other family members? How dig they react?

Did yvou exparence any kind of siigmao from other fomily members?

8.Did you/dao you still have contact with any support groups or other professional

services? is so. were these helpful?

9. Thinking about your camer status now, how do vou feel2

1 0.If you could go back in fime, woauld you still take the camier tesi

| 1. Thinking about all tha jssues and emations that you hove descrined to me
today, whal advice would you give to other people thinking abaut carrier testing?




Appendix 8

Topic Guide: Non-diagnosis

Infroduce why you are doing this study — to write an information booklet for porents
of children without o diagnosis. Opportunity to hear the experiences of parents.

1. When and why did you start searching for a diognosis for your child's
condifion? What informafion did you hope a diagnosis would provides

K

What have been the main issues that have arisen due to not having a
diagnosis (problems gccessing services, schools, explaining fo other
people/health professionals etc, ).

3. How have you attempted/managed to get reund these problems?

4. How has the situation affected you on an emotional levelz

(Frompt: depressing, frustrating| €

5. What about on a praciical levele
{Prompt: relafionship with parinerfother children, taking fime off work. expense,
eic)

4. Do you think there have been any positive aspects about the experience?

7. s o genetic diagnosis something you are still pursuing® If so why? If not, why
nots

8. Didyou/do you still have contact with any support groups or other
professional services? k& so, were these helpful?

")

What advice —-practical and emoctional, would you give to other families in
this sifuation®




Appendix 9 Interview: Non Diagnosis 8 Samantha Clarke

CL. OK, so | wonder if you could just start by telling me when you began searching

for a diagnosis?

SC. Well basically we knew there was a problem during the pregnancy. They didn't

know what it was at all.
CL. How did you find out?

SC. That was with the nuchal fold to begin with, They do the nuchal fold, the fiuid
at the back of the neck, that was actually enlarged. So it went on from there really.
And | had numerous scans, 3D scans, at about 30 weeks they said that he was
going to be really badly disabled, almost vegetative sort of thing, and they
recommended that | consider a termination, waited 2 weeks, and | got a second
opinion and they said he would have leaming difficulties, but they didn’t know to
what extent but it wasn't going to be anywhere near as severe as what they
thought. So he was born, there were difficulties with the birth and he had to have
an emergency caesarean etc, and then he started fitting at about 3 weeks, his
head was very deformed and he was on ........and then he went in to have his
head operated on to make it more round, and they just started straight away at

looking at what was wrong with him basically
CL So doing lots of tests

SC. Lots of tests, blood tests, MRI's.

CL. And so what did they say?

SC. Nothing. Couldn’t come up with anything. Absolutely nothing.
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CL. When you were pregnant, they must of done a blood test then, did they find

anything then?
SC. Nothing. They tested his heart everything.
CL. Over what period of time did these tests occur?

SC. From about 4 months. They did numerous tests, They never really stopped

testing with him.
CL. How old is he now?

SC. He's 4. He recently had an MR last year. | took him to see the geneticist a

few weeks ago, and she said there is still nothing, absolutely nothing.

CL. Can you tell me what it was like when you found out there was something

wrong.

SC. Well it was devastating io begin with. Absolutely devastating. It was like well
what do you do, how far do you take this. Every mother's worst fear isn't it. Your'e
not going to have a normal child. Simple as that. And obviously | was in a bit of a
state. My dad was with me at the time. | said | wanted another scan and they did a
3D secan and they said it wasn't going to be as bad. And | think the relief of it not
going to be as bad as what | expected it to be, and for them to say that he will have
learning difficulties but not as bad really made the decision for me. And also | was
so late into the pregnancy anyway and | didn't really want to have to go through
giving birth and a funeral basically. So that kind of made the decision for me. That's
it. Its just...its difficult to explain. Because there is no diagnosis, there is no
prognosis, so we don't know what to expect, what he is going to do, we don't know

whether he is going to walk, going to talk, to any extent at all, which is really

T
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frustrating, | mean really frustrating. | mean Dad you came with me to see the

geneticist the first time didn't you?

They just talk a load of mumbe jumbo really don't they. They said it was probably

this syndrome or whatever, and then we got a letter saying it wasn't what he said.
CL. So they came up with a possible diagnosis then?

SC. Possible yeh.

CL. What did they say that was?

SC. Something like Dodo syndrome, something like that. And then it was like no, it

isn't a syndrome and then there is no prognosis at all.
CL, So when they say it might be something

They confirmed that it wasn't

CL. Right and what was that like?

SC. Its frustrating. The actual diagnosis is like a personal thing for me because it
would be nice to turn around and say to somebody 'he’s got such and such', but
not only that, when it comes down to what he will achieve in later life, there is
nothing to compare him to. There is no guidance, no guidelines or anything. Will he
ever walk? | don't know, no one knows. Will he ever talk? Well | don't know, no one
knows. So you have to make decisions based on what he is doing today, not what
he can possibly do. It's very much an emotional rollercoaster in the sense that
obviously you want him to progress, like he's coming up to starting school this year
and my aim was for him to go to mainstream. And you hope for that and you hope
you is progressing but then it comes down to the fact that you have to face facts,

he's not going to go to mainstream and that brings you back down again, that he
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hasn't reached the potential you'd hoped he would reach. So in that sense it is, itis
so up and down. It's like he starts school in Seplember and my goal, because |
personally set goals for him, is for him to have a dual placement so he does part
time in special needs school and part time in mainstream. But he may not make
that, and then obviously I'm back down again, and then |I'm disappointed, not
disappointed in him but just generally emotional of the fact that he's not making
that. So you know its yeah...... it's just as each thing he doesn't achieve. . its
upsetting, just upsetting because like | say if we knew what to expect we'd be
prepared. It's being prepared. Like Dad and | have spoken about it and got
emotional when we've spoken about him, about what he's achieved and what he
hasn't achieved etc. So that side of it is really difficult. The personal housing side of
it, they won't re-house me or do any extension to this property because there is no

diagnosis for him.

CL. That's something | was going to ask you about. Because you haven't got a
diagnosis what are the practical problems that you've encountered been? So

housing, | mean did they send anyone out fo assess him?

SC. Oh yes he's been assessed, |'ve got another appointment coming up and .
we're just pushing and pushing because he is coming up to 4 now and he is still |
not walking or anything. The bedroom is upstairs and he is sharing a bedroom with

his sister, and they are saying that they wont grant any funds because they say

‘well if we do that and spend £50,000 then in 6 months he might be walking and it

will be a waste of money'. So ok | can see it from the business logistics side of it,

but, also that doesn't help me because he might not be walking in 6 years. So what

am | supposed to be doing with a 10 year old up and down stairs etc. But luckily,
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my support group that |'ve got, | don't actually go to a support group, but the

support group that | have, the OT, my health visitor that is still very much involved,
I'm on the key worker system which is fantastic, they are all really pushing hard for
me, they are doing all they can so | can tum around and go ‘look this is ndiculous,
you cannot go on a non-diagnosis, you cannot. it is not just affecting Charlie and
his mum, its affecting his sisters, its affecting the whole family'. But | am very lucky
in the medical network that I've got that they are fantastic but we work very closely

together. VVery closely together.

CL. So who are the medical team that you are generally in contact with a lot? You

said your health visitor..

SC. My health visitor, not the geneticist. She gets in touch every few months and
says we still haven't found anything. Physio, occupational therapist, speech and
language therapist, all my basic ones. Fantastic nursery. He has a one to one at

nursery. They're fantastic too.
CL. Was it easy to get him into nursery?

SC. Very. With [name of nursery], Pam my health visitor has been an absolute rock
because | mean |'ve had other problems not just with Charlie but with Gemma, his
elder sister, eating disorders and things like that. So she has been really involved

in my whole family network.
CL. Did you have her from the very beginning?

SC. No not from the very beginning. | had one that | didn't really gel with and | met

Pam on an off chance when | took him for a weigh in and | complained about my
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last one and she said well I'll be your health visitor if you're happy with that. And |

couldn’t sing her praises enough. | really couldn't.
CL. And how long has she been with you?

Four years. She's absolutely brilliant. And she's also my key worker. She organises

all the meetings.
CL. So she is like your gatekeeper in a way

SC. Yes she is. She is my substitute mum. She look after us and makes sure that
everything is tickiti-boo and running like clockwork. | mean even my housing officer
in fact. Because this is run by [name of housing association] and they have a
support worked at Orbit housing and when he was about 18 months, 2 years old,
she just came round with every single form and benefit that | was entitied to. Every
single thing, things that | hadn’'t even thought or known about. And she sat here for
hours and hours, days on end writing them all for me, making sure | got exactly
what | needed. And | know so many people that wouldn't have a clue on what they
would be entitled to, and | think Fiona was a godsend to me. She was my housing
support worker. And it was only just by off chance. | think a housing officer came
for a visit and he said ‘we’ve got a support worker. I'll send her round’. | mean |
would not have what | have got now if it hadn't been for her, which is where | think
that it is not clear to anybody whao has a disabled child. How to do these forms and
what is available to you. It's really unfair in that sense because she completely did
everything. And when you're a single mum and trying to run a family, I've got 2
teens, a disabled child, you haven't got time to sit down and fill out forms and even
take in....and I'm not unintelligent by any stretch of the imagination, but its
physically sitting down and having the time to process it. And | think that that needs
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to so be made readily available and so much easier to other people who are in my

situation.
CL. So she was the one that was in charge of telling you about the benefits?

SC. My health worker, she did touch on it with me but obvigusly her job is
not to sit down and do the forms whereas Fiona completely did everything. Pam
had mentioned it to me, I'd sort of taken it in, but its one of those things, 'I'll do it
next week’, but next week never comes. With Fiona it was I'm coming now, we are

doing it now.
CL. So did you have to contact her and ask her to come or did she contact you?

SC. No, my housing officer went back to [name of housing association] and
contacted the support worker and said ‘| have a lady en my books wha | think will
totally benefit from you'. She contacted me within a week. And it took about 2 or 3
months of getting forms, filling out forms, copying, everything. Even down to filling
out the disabled form. She did everything for me, all | had to do was put my paw
print on basically. So that was fantastic. And | don't think people benefit from that,
they really do need that and it's just not made clear. You just haven't got time to do
it as a single mum. Even as a working parent you are so tied up with what's going
on with your child’'s disabled life, especially if you've got other children as well, you
just don't have time for it. | don't know what | would have done without Fiona
(support warker). But | hate not having a diagnosis, it's awful, it's been called
'Charlie syndrome’ for the time being, because there is not one like him in the

whole world. And it's the not knowing. The not knowing is the most awful thing.

CL. Is that because of the implications for the future?
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SC. Yeah implications for the future. | mean it's, | mean a child like my daughters
can sit there and go ‘right this is what I'm going to do in the future’. They can plan. |
can't even plan for Charlie. | cannot make any plans for Charlie because | do not
know what he is going to be doing. | have no clue. It is like walking in the dark.
Completely and utterly. And as a parent you want o ask all these questions and
you are repeating yourself all the time, always saying ‘what do you think, what do
you think?' It's frustrating for people, the specialists, the physio, the occupational,
for them, but it's just because | want to know, that need to know for how to plan.
How do you do it. Silly things like, I'm a single mum, and say for instance | meet

somebody, and obviously | have to say | have a special needs child, they conjure

up the worst possible scenano, someone with severe cerebal palsy. And thatis a
stereotypical how humans perceive a disabled child. They don't see it on a certain
scale and then when they turn around and go ‘well what's wrong with him?' “Well
he can't walk or talk’. That's still really massive and huge. Its so difficult to relay to

pecple the extent to which his disabilities are because they have no understanding.

CL. One of the things people have said is that when you don't have a name like

cystic fibrosis you have to list a whole fong list of things. ..

SC. | just say developmental delay, | just say he's two years behind. | can't be
bothered, | sat there in a key worker meeting and | said ‘what do | say?" We are all
sal here, if I'm asked what is Charlie's disability, how do | define it?’ And we came

up with developmental delay.
CL. And do you use that with other people as well as other health professionals? |

SC. Yeah I'll say developmental delay in other words he is aboul 2 years behind.

Physically and mentally, in a nutshell. Which is basically what he is. He is like a 2
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year old. He's doing things that my girls were doing at 2. That is where Idofind it a
slight benefit is that | do have 2 older children. So | can look back and see where
my girls where at a certain age and how far Charlie is behind. But that's only
reference, a personal reference for me for how | deal with my son, not how other
people perceive him. | mean the geneticist said to me that mine and my exes
genes just didn't fit, that's it. Whether its genetic, a condition, there are so many

different possible reasons why, but they do think its genetic.

CL. Have you come up with your own reason as to why it might have been?
SC. | haven't got a clue. | guess its genetic

CL. So you think its something to do with you and your pariners genes?

SC. That's the only thing | can put it down to. He hasn't got any other children. So
for him it was very hard in the beginning obviously because | gave birth to normal
children, able bodied children, but of course with him we ended up with a disabled
child, which he took guite personally, which | can understand. | can tell why he
would take on the guilt. You know it's, why are people born with blonde hair and
blue eyes, its difficult isn't it. There is no medical reason at all, so where do you go,

| don't know.
CL. Have you found that you've stuck with the same medical team?

SC. Yes but that's going to change now which | am absolutely dreading. Because |

don't do new people very well at all.
CL. Why is that changing?

SC. Because he's going to a new school, a special needs school so they have in

house physio, in house speech therapist, he'll go to the government occupational
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209  therapist not the under 5's. The health visitor | will lose her because she only goes
210 uplo 5 years old, and that to me | find really daunting. |'ve spoken to Pam about it
211 and she says she will always be here to support me and do it as a private thing just
212 because she is very close to us, which | have to say | am very lucky. But yeh | will |
213  have to start all over again which will be horrible, because | will have to explain the
214  whole thing over and over again repeating myself. And also when he starts school
215 they can have it in black and white, what Charlie is able to do, what he's achieved,
214  but they are not going to know him whereas Catherine and Claire and Claire and
217  Diane have known him 4 years. They are his physio, his speech, his OT, the ones
218  he has had for the last 4 years, but they are going to disappear off the scene now.
219 But talking to them, they know Charlie, they know he's very guiet io start off with
220 but then he comes out of himself, they know what he's capable of. So the transition
221  tothe old speech and language therapist to the new one is only going to be in

222  black and white, which is completely different to having 4 years experience with

223 him. It is very difficult. Special needs school..
224  CL. Was it hard to get him info the special needs school?

225 SC. No, | have, round here, | don't know what anywhere else is like, but round here
226 | have been so lucky, so so lucky, but it is also you have to get off your backside,

227  and you do have to, not go to them because they did come to me, but certain

229  push it kind of thing.
230  CL So you find that you have to be a fighter?

231 SC. | don't think | have been, | don't think | have had to but then | think that's in my

228 people would be like, ‘whatever, I'll wait a year for them to come to me', they won't
I
|

232  nature anyway. And |'ve built up a relationship with his therapists. They know what
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I'm like and | know what they're like. So no | haven't had to push, Maybe Pam had

to, my health visitor, but they were sent to me. But because Pam was my go-
between, | probably told her how passionate | was about it so she has been
passionate about it too. If | had been complacent then maybe she would have been
complacent about it too. | think it depends on what the parents are like too, and |
think that's with any child anyway. It doesn't matter if its special needs or not.
Some parents can be bothered some parents cant. It depends how passionate you

are about it.

CL. So did you have to get a statement to get him into special needs school?
SC. Yesh a statutory assessment.

CL. And was that difficult to get hold of or not?

SC. Absolutely not. We all went to the key worker meeting. And | received all my
copies, signed it, Pam (health visitor) put it all together for me, sent it to me, |
signed it and it was done. That's what I'm saying — | was so lucky, | am one of the
luckiest ones. | don't know whether that's the area as well. It might be where we
live. But then like | said, Pam (health visitor) is like a family friend now, and like |
said I'm quite not pushy, but passionate and outgoing and I've built up relationships
with his therapists. | would never say my relationship with his therapist is clinical. |
mean obviously its professional, but I'm talking on a official professional level. Its

professional but its not official. That guard has gone down and we can chal.
CL. Have you worked at all during that time?
SC. No no.

CL. And is that because of Charlie?
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SC. | couldn’t commit to Charlie. | probably can do when he starts school. But him
not being at school, when he has appointments he has to go. Because
appointments are so few and far between so there is no getting out of it. And when
you have a child like that you cannot commit to an employer, personally, | don't

think so anyway.
CL. So you spend a lot of time going to appointments?

SC. Not quite so much now, but in the early days yeah. You have to see a special
dentist as well. Lots of different things that crop up and OT and we are trying to get
them to put us down for housing. But that will all settle down. Once he starts
school, because they have in house therapists, it will all be in his school time, so
my life is going to completely change as well. I'll be at a bit of a loose end, so yeah
it's the first 5 years | think....i mean when | went to look round schools and Grove
Park is his special needs school, it was so emotional. It was such a horrid time. 1t
was just all the way through, you reach these emotional hurdles with Charlie, total
emotional hurdles because you are so up and down you know, and you have to
come lo terms with the fact, ok he's now 3 and he hasn't walked, he's now 3 he
hasn't talked, and its emotional, and having to come to terms with the fact that my
son is going to special needs was an emotional hurdle. It was heart wrenching,
absolutely heart wrenching, but I'm not an unrealistic mother and just talking to the
educational needs people. Some mums, some parents will chuck them into
mainstream and hope for the best. But that's not good for the child. So that is really
difficult, that side of it is really really difficult. When | went to visit Grove Park | went
to speak to Nina who is going to be his teacher about his needs, and obviously in

his classroom there are children that are severely, severely disabled. Nothing like
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Charlie and of course | am trying to explain to her about Charlie and she's not

getting it, just seriously not getling it in the slightest. So | took him in, | said can |
bring him in for a morning so you can see what he's capable of eic, and he..to use
an analogy, he's like Einstein compared to the rest and he's a lot further ahead
than the rest of him. S0 now my concern is that they are going to bring him down,
and | have got to trust the system, I've got to try and sit down and say these are my
concerns that he is going to fall back. There is a boy there who is a year older than
Charlie who is sitting next to Charlie around the classroom table and he can’t talk
and he is seriously disabled. And children leam by copying so of course that is a

concern o me,

CL. You said about doing the dual placement. Is that something you suggested or

they suggesied?

SC. They suggested because they knew really that | was quite upsst about coming
to terms with it. And eventually he may be able to go to dual placement but of
course he's got to go to special needs because he's too far behind and he's be lost
in mainstream and of course | wouldn't do that to my son. He may come on in

leaps and bounds.
CL. You've got 2 other daughters. What's it been like for them?

SC. The girls have been my rocks. They are incredibly positive. They are totally
positive. They are like '‘Charlie’'s Charlie'. He's not disabled, he's Charlie, he will
talk, he will walk. There is no grey area with my girls. He will talk he will walk, ok
he's a bit behind mum bul he's a normal little boy. And whether they are doing that
o be positive to me, but | genuinely do feel that that is how they do think. They are
genuinely positive. | mean 16 and 13, they are old enough to be left with Charlie so
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304 | can go out. They have friends over, they all adore him, their friends, they all help
305 to look after him. They have all been amazing. Absolutely. The girls do now see
306  Charlie as anything but a normal little boy. | don’t think anyone does really.

307 Anyone close to us, everyone loves him, he's just little special Charlie isn't he.

308 CL. Have your feelings changed over the years, from initially the frustration of not

309  having a diagnosis, do you see things differently now?
310 SC. In what way?

311 CL. For example some mothers have said to me that you spend the first few years
desperately trying to find a diagnosis and going to all these appointments that you

313 tend to forget that this is your son and just to enjoy him...

314  SC. No, | mean | am still desperate for a diagnosis but it's not been first and
315 foremost....thatisalie...... its been very imporiant io me but more on an emotional
314 level, not on a clinical level, more on an emotional level, a personal level, just

317  because | hate being blind and that's how | feel.
3t8 CL. So you are still actively searching?

319  SC. Yes, well the geneticists are. There is nothing | can do is there. And | will

320 chase it, but not to the point where its like | wake up every day and worry about it.
321  The only times when | worry about it is if it comes up in every day life. If someone
322 asks me, or schooling and that is the only time it really worries me. To begin with it
323  was very very hard because it was guilt as well, maybe I'd done something wrong,
32 maybe you know, |'d done something wrang when | was pregnant, so you tend to

325 blame yourself a lot, but having been reassured over the years, | know it has

326 nothing to do with me, because | used to beat myself up over it and everything, but




| know it's nothing to do with me, it is the chicken and the egg syndrome, what
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came first you just don't know, you just do not know. so what can you do, you just
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2 get on with it and hope there is a diagnosis. But it is frustrating, | could bang my

330  head against a brick wall without a doubt, but then that s because of a personal
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emotional level. not a clinical level, because even if we had a diagnosis he's still

332 Charlie to me, it's not going to change him, not going to change him in the
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slightest, it's just on a persanal emoctional level and | hate not knowing. | hate not
334 knowing
335 CL !l don't know if you were thinking of having more children anyway but did it

336 change your attitude about having more children?

337  SC. Not more on my own but it definitely would have done if I'd stayed with Steve
338 If I'd stayed with Steve absolutely no way would | have thought about having

339 another child. | love babies, I'd have 12 of them. IU's just when they get to 5 and are
340 able bodied, because he's still lovely. | would have more if the situation was right.

341  That hasn't put me off at all

342 CL Sothey didn't say anything about risk of having another?
343 S8C. If | did with Steve?

44  CL Right, and did they give you a figure?

345  BC. No, just a probability. Because the only thing they could put it down to was our
3464  genes. Bul no, the whole thing about having a special needs child has completely
347 changed my outlook on having a special needs child as well. Before when | was
348 carmrying the 2 girls it was your worst nightmare them not having 10 fingers 10 toes,

349  you wanl the perfect baby. But now having not a 'perfect’ baby so to speak, it's



nothing. People say ‘how do you cope’. You just do because Charlie is really easy.
We are a very loving family and we just cope, we just do. | have a bad day but
everyone has bad days don't they? But how do you cope with a special needs
child, well | don't really because he's all | know. Although I've had 2 girls who were
normal he's all | know because he's just Charlie, He's inspiring sometimes as to
how loving and gorgeous he is to other children his own age, he's so affectionate,
just things to do with his syndrome that make him special, just a gorgeous little

boy.

CL. You said you have lots of people supporting you. Do you have a patient

support group?
SC. No my support group is my key worker etc.
CL. Right and have you accessed any other kind of support group?

SC. No because I'm not a people person at all and | would rather be left alone to it.
One of the early years ladies gave me a leaflet about a support group for
undiagnosed children but personally | don't feel | need it, personally. I'm coping, its
not as if I'm not coping and its taking over my life or anything like that. |'ve got too
much to worry about than go to groups. I've got too much going on. And | don't do

well with strangers. You know |'ve never been a coffee morming mum,

CL. | suppose also because you have people around you that are so supportive

you perhaps don't need a support group.

SC. Yeah but | wouldn't anyway because that is just the person | amn . 'm quite
cocooned, | like my own space and I'm ever so independent. | have Jess and my

dad and Pam (health worker) and those people are fanlastic and | wouldn't be
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where | am without them but generally as a rule going to groups just isn't my thing.

| know a lot of parents would find that incredibly useful and get a lot out of it, but
I'm a hit of a nobbin know-all, I'd rather do it my way than no way. So | know what
I'm like, unless somebody sits down and tells me I'm doing it wrong....and |'ve
seemed to cope ok so far. If | do come across a problem then | will phane Pam,
and she'll come round and see me and we'll chat. And that's very rarely but she is

there if | need her.

CL. So | wondered what advice you would give to other parents. Practical advice.
One of the things you mentioned is that you had a health worked but you didn't
really like her so you asked for another one. So obviously that would be something

you would advice.
SC. Absolutely

CL So if you don't get on with one of the people you are working with, don't be

scared to ask for somebody else.

SC. Absolutely, because that will put you off going for what you can get. That will

limit you straight away.

CL. Is there anything else? Any other practical information. . .people talk about

keeping all your appointment lefters. ..

SC. I'm rubbish, I'm so disorganised so so badly disorganised. | don't have a filing
system, | don't do photos, | get a letter and | try and memorise it or stick it on the

fridge I' not organised. But | would love to be like that but that's not my nature.

CL. Are there any things that you have done that you think have been really helpful

that you would advise to other people?
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SC. Useful advice would be to be positive. Be positive and don't, | mean in the
early years | compared Charlie to other children as well. That's very very upsetting.
That's something that | would say do not do. People used to say to me don't do it
but you still do it, it's a natural thing. That's something | would say do not because
every child is different. Looking back | used to compare my kids to my friends kids
and think mine were fabulous and theirs were rubbish, so badly behaved, so in that
sense definitely don't. With the health visitor, with the professional side of things, |
think that a new parent with an undiagnosed child they need to pick out one person
on that professional side and cling on to them and build a rapport and relationship
with them. From my experience, what | have gained is phenomenal from having
Pam (health visitor). Totally. | mean it doesn't have to be your health visitor. It
could be your doctor, the midwife that put you on to somebody, and make sure first
and foremost that you have got an honest relationship with them because that is
just so important, so important. In the first 8 months | was near a breakdown with
Charlie, not with Charlie but personally, because my daughter was going through
eating disorders and getting bullied at school and then | had to deal with a special
needs child who was having fits, and | just phoned Pam up in an absolute state,
drunk as well, and she was on my door step and we just worked through it, and
you need that, someone who is not emotionally involved to be able to sit there and
rationalise with you. And | would say anybody in this sort of situation you need that
one person. lts great having your friends but they are emotionally involved. They
are going to be biased, they are going to be this, they are going to be that, but a
professional, they will be honest and straight with you. And | was honest and
straight with Pam, | told her | had been drinking and we were able to sit down and

rationalise and that was amazing, totally amazing. And | would say that that is first
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and foremost with anyone who has a special needs child, get that one person on

who you can rely and trust, that is definitely, because you need them, because you
are going to have really crap days, and there will be days when your mum, your
dad, your best friend are not going to understand why you fee! so shitty, but a
professional will. That borderline friendship professional, and it built up from there,
because she was purely professional at that ime and you know its become a
professional friendship. So that is something. This is all in hindsight but try not to
beat yourself up over il, the why's and the wherefores. | think you have to just try
and stay positive. | mean I'm so rubbish. I've missed appointments in the past, |
cant organise anything, | loose my purse, my keys, I'm not off that nature, but try
and be organised, but | think if there are clder children that are 'normal’, | think they
have to be so involved in it, give them responsibilities and make them feel part of it.
Because | was always so worried because although the girls were a lot older, Sally
was 9 and Gina was 11 when Charlie was bom, a funny age anyway, | always
worried they would feel pushed out. | think Gina did to begin with because it had
always been just the 2 of them, the 3 of us, but you know, | just got them involved
from the off. Don’t mollycoddle. | was ‘right, you feed your brother, I'm going to sit
down'. Although you are putting responsibility on them, you are shoving it in their
face so to speak, you are still making them feel part of the family, that they exist to,
that we do this together, we live together we do it togsther, My relationship with my
two giris is excellent, Absolutely excellent, | have no trouble with them whatsoever,
they are grade A students, because we work so hard at keeping the family
together. | make sure we have days out together. | say ‘right | haven't seen you,
we're going to stay in and watch a movie together. Or | make time, Jess will take

him and I'll take the girls out on their own. That's hard, sharing yourselfi, that is
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really hard, but | will say always make time for your other children, because that
can have a bad knock on effect. Even having a normal new baby can have a bad
knock on effect, let alone a special needs one who can be incredibly demanding.
So that is definitely a work of advice | would give. That's really all | can say...| don't
know....alse | used to be a little bit ashamed. That walk of shame. Like when | went
from a normal buggy into his bigger one, pushing it along, but you get over it, and |
don't know why you feel like that, because it's almost like you are embarrassed of
your own child, but I'm not, but it's coming to terms with it, its again something to
come to terms with. It's that transition again, it's all the little transition periods, and
it's never going to stop. I'm going to get more and more emotional as time goes on

probably. But that's just something you live with and you except.

End of interview.
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Information booklet
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Appendix 12

Cystic Fibrosis

Key issues relating to being a carrier as discussed in

patient information resources

CF Trus?—
‘Genetics’

Foundation —

| 2
Genetic Carrier

Testing’

Women's &

Children's Hospital,
N Adelaide —
"‘Carrier Testing for
Cystic Fibrosis’

Can a fetus be tested for CF?

How is CF inherited
How carriers of the CF gene can be identified

Who should be offered carrier testing

When should you see a genetic counsellor

How you might aveid having a child with CF — amnio, cvs, PGD

Gene Therapy

Further Information

How does someone inherit a mutation of the CF gene?

What does a positive genetic carrier test for CF mean?

If | have one copy of the defective CF gene, can my children have CF?
How does CF “appear’ when no one in my family has ever had the disease?
Do certain types of the defective CF gene make the disease more mild or
severe?

Can genetic testing diagnose CF?

What does it mean to be a carrier?

IT1 am a carrier, can my children be carriers?

Can this test always detect carriers?

If | am a carrier should my partner be tested?

What does it mean if | am a carrier and my partner’s carrier test is —ve?
What happens if | plan to have children with a different partner?

It my partner and | are carriers, can we have a test during pregnancy to see
if our baby has CF?

Haemophilia
Foundation
Australia - ‘0n
Being a Carrier’

-different possible reactions when receiving results {guilt, difficulty
adapting to unexpected info)

-dealing with reality of carrier status,

- how it relates to family members, partner, community

Genetic Counselling (best before pregnancy)

Prenatal testing [CVS and amnio)

Reproduction choices (IVF, infant adoption, permanent care, foster care}

The Haemophilia
Society UK —
*Haemuophilia Gens
Carrier’

Personal lssues {experience of other members of family, severity of
condition)

Personal feelings about being a carrier — confusion, impact on relationship
with others

How do | tell me partner? Be well informed and up to date in treatment
How do | tell my daughter that she is a carrier? Different opinions about
when is the right age

Different kinds of carners - Gbligate Carriers, potential carriers

Further Information

NYU Medical
Centre — 'About
Carrier Testing’

What is a carrier?
How do carmers use genetic information? Having children — prenatal
diagnosis. Sometimes carriers decide not to have children with other
carriers.

Is genetic testing accurate? Test cannot detect all carriers/mutations
Confidentiality ﬂl’tesrjsults.
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| NYU Carrier Testing
for Ashkenan Jews

The Mational

Fraglie X

Foundation LSA —

What Does it Mean
To Be A Carrier

Further information

What a carrier is.

Askenazi Jews —high risk of certain diseases. Some are less well known.
Genetic testing minimises risk of having a child with genetic condition.
Genetic screening can be carrier testing or prenatal screening.

Prenatal diagnosis if both carriers (explanation of amnio, CVS, procedure,
risk)

Genetic counseflors provide information about test results and
reproductive options. Do not make recommendations or judgements
Knowing about problems before your baby is born may help you and your
partner make important decisions about healthcare for your unborn child.

| In some cases may have to make difficult decision about terminating

pregnancy.
Infarmation is confidential. intended to help you make decisions
appropriate to your own cultural background and individual experience.
Should volunteer info about your ethnicity or race if obstetrician does not
ask youw
Genetic screening is one more technigue used to make sure you have a

| healthy baby.

Definition of a carrier

Fernales with a permutation

Femates with a full mutation

Informing family members

Prenatal diagnosis for fragile X — amnio, TVS, PGD, donated eggs

Unigue — 'Balanced
Translocations’

What is a balanced translocation?

Why did it happen?

Will it affect my health?

Can it be cured? Is it my fault?

How common are they?

Can we have children? Different possibilities for inheritance — balanced,
unbalanced, miscarriage

Tests during pregnancy —amnig, cvs, PGD, ICS!, egg and sperm donation,
adoption

Guy's and 5t
Thomas' Hospital —
Translocations’

Genes and chromosomes

What happens in a transtocation?

Why do transiocations happen?

Balanced / unbalanced translocations

If a parent has a balanced translocation, will he/she always pass it on?
Tests in pregnancy — amnio, CV5

should other family members be told?

Why and when should children be told?

Can someone who carriers a transiocation be a blood donor?
No one's fault

For more Information...

Muscular
Dystrophy
Campaign— Carrier
Tests and Prenatal
Diagnosis; Genetic
Issues

What is a carrier?

Prenatal diagnosis — CVS, amnio, termination, PGD, egg/sperm donation,
How is MD inherited?

Support groups
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Appendix 13

cpontact a family

Bpd Lipmllbes welih dimablied childran

Why d

id it happen?

www cafamily org uk

Helpline CBOB BOB 3585 i iy mee 0 g e boa? Lan@iiage Ling st ey gl i Ry
g T Vi W | %
SR B Map SRR aCgmns Egnaeon kT v pagTprond G B9 Aoy
Wiy e R B ey e ety (Rl Pl EhlE wil e oaprisnd of
Mo i) Ehyiad & paariive | LT e b s R e Bl T e
"::" i T e " hiar ni et B .
¥ il sl 1

I sy
The Lady Hoare Trust

Mowarmbsar J6



http://www.cafa

Why are some
conditions so hard to
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Influencing the services
your child receives

VTR
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Appendix 14

Key issues relating to living without a diagnosis as discussed in

Contact a family -
"Living Without a
Diagnosis’

I Early Support =

| ‘Infarmation for

| Parents when your
Child has n

| Diagnosis’

patient information resources

Possible reasons why it happened

Why some conditions are hard to diagnose

Whether it's genstic

Emotional impact: frustration, feel alone, guilt, anger, despair,
acceptance

Lack of information

Difficulties accessing services, getting a Statement

Advice: make a list of questions; take friend or family member with;
keep a diary; ask for written information; have a support letter from
clinician confirming symptoms; be persistent

Influencing services

Investigations

Who's who

Specialities

Support groups

Emotional impact — frustration, feel like you are in limbo, lack of

cantrol, no prognosis, frightening

Why is can be hard to get a diagnosis

Does it matter whether you get a diagnosis? Accepiance

Still entitled to treatment therapy, social services assessment, benefits,
support at school,

Support groups

Syndromes Without
A Name USA —short
information

pamphlet

What is a syndrame?

Why a diagnosis is important - difficulties obtaining information
gaining access to healthcare support, improwve care and treatment,
prognasis

Difficulties accessing sarvices and finding way around the "system’
Emaotional impact - confusing, overwhelming, anger, frustrating.
Difficulty finding a specialist

Role of support group

Connect families for mutual support
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Appendix 17
Carrier Testing Leaflet Survey

Below are a number of questions each concerning a different aspect of the
carrier testing leaflet. After having read the leaflet, please indicate which you
feel is the most appropriate response to each of the questions by circling
one of the numbers on the right (or if emailing this form back please use the
highlight tool). The scale is explained below.

Scale
1 . Definitely no
2 _ﬁ\lot entir;ly
F 3 To some degree
i 4 i Definitely yes

Question

1. Are the aims of the leaflet clear?

1|2 (3|4
2. Does the leaflet achieve its aims? |65
|
112]|3| 4
3. Did you understand the scientific information (Section 1} ?
1123 4
| 4. Was the Genes, Chromosomes and DNA diagram clear? '
| Gl 24 LAl e
5. Was the discussion about the emotional and social
consequences (Section 2) of the test results useful? 1il2] 3.4
oz S5 : i
6. Does the leaflet provide sufficient information about where |
you can find additional information and support? 1l 2 "3 |" 4
7. Is the leaflet balanced and unbiased?
1213 4
|8 |

-
F

(e ]
Lh




| = = e
8. Is the information relevant to your own experience?
1|12 |3 | 4
9, Is it clear who wrote the leaflet and when it was produced?
1(12|3|4
10. Do you like the overall design of the leaflet? !
1r 23 1S

11. Based on the answers to all of the above questions, rate the
overall quality of the leaflet as a source of information about 1582537 -4
carrier testing. '

12. Please use this space to tell me about anything you thought was missing from
the leaflet, any sentences you thought were unclear, or any aspect of the leafiet
that you disliked.

13. Please use this space to tell me about anything you particularly liked about the
leafiet, or any other general comments that you have
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Appendix 18

‘Living Without A Diagnosis’ Leaflet Survey

Below are a number of questions each concerning a different aspect of the leafiet.
After having read the leaflet, please indicate which you feel is the most
appropriate response fo each of the questions by circling one of the numbers on
the right (or if emailing this form back please use the highlight tool). The scale
Is explained below.

Scale
1 Definitely no
2 Not entirely
| 3 To some degree
4 _ Definitely ves

Question
1. Are the aims of the leafiet clear? : |
1|2 (3| 4
2. Does the leaflet achieve its aims?
1213 4
3. Did it tell you anything new? '
1|23 4
4. Did you feel overwhelmed with information? |
| 1|23 | 4 |
5. Did you find the information too limited? .
14524 3| 4
6. Is the information relevant to your own experience? | i .
1 ! 2 i 3| 4
_— — | | £
7. Is the leaflet balanced and unbiased? (
120 s '
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8. Does the leaflet provide sufficient information about where
you can find additional information and support? 12|34 ‘
. = =
| 9. Is it clear who wrote the leaflet and when it was produced?
| ] ‘ )
jree—=—s = g » - | !
10. Do you like the overail design of the leaflet? |
112 |3 | B
| 11. Overall, do you think the leaflet is a useful source of | |
information about parenting a child without a diagnesis? 1123 4
| |

12. Please use this space to tell me about anything you thought was missing from
the leaflet, any sentences you thought were unclear, or any aspect of the leafiet
that you disliked.

13. Please use this space to tell me about anything you particularly liked about the
leafiet, or any other general comments that you have
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Developing Resources for Patients

Dear ...

At the beginning of this year (or the end of last year), I inferviewed you about your
experience of genetic testing. One of the aims of this interview was to help me
develop a new leaflet for patients and families. At the time of the interview, you said
that you would be interested in receiving a copy of this leaflet once it had been
developed.

I have now completed the first main draft of this leaflet, and I am sending it to you
to see what you think. It would be really helpful for me if you could read through the
leaflet which I have enclosed, and then respond to the questions attached to this
letter. You can then send your responses back to me in the Freepost envelope, If I
interviewed both you and your partner, I have enclosed two copies of the questions
(and two Freepost envelopes). This is because I would like to hear from both of you
separately.

Once again, many thanks for letting me interview you, and for taking the time to

answer these questions.

Celine.
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Figure 1: Genes. chromosomes and DNA
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Whal Does IL Mean To Be A Carrier
Of A Recessive Condition?

The infogmation s for people who PDave Tolnd ot Ihey dre a

camir of 4 weesalve conditon N provides fermalion aboul

What |t mesas (0 be a 'carmd’  and praciical o amotonal
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Section 1: What is a carrier?

A clirer 18 someone who canres a changed copy of B geEng

wiinh can kead W Rilwre duldien having a genatic condilion

* Boing a cartier does nol mean you have a goenelig
congdilwn

. Being a carrier usunlly does nol effecl your lealth in
Any way

. Tho only Uima whon baing 4 carrier can cause problomsg

is il Il coan Wad o your childien having a genolic
condilion

o wndarstand betle wisal il means o e & cairlern, s balptul 1o
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Genes and chromosomes
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the genes, are mate

Figure 1: Genos, chromasomas and DNA
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When can being a carmer lgad to our children being affected

i i fition? Figure 2: How recessive conditions are passed on from
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Section 2: Living with your carrier status
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to perform a lechnmue called Preimplantation
e et i g (RGO as an allernabive to testing the baby
durnng pregnancy This involves the couple ooy medically
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What Does It Mean To Be A Carrier Of
An X Linked Condition?

What is a carmier ?

Flgure 1: Genes, chromosomes and DNA

A CaIMer 1S
e

someone who ‘carmes’ a changed copy of a gene,
which can leai

adl ta future children hawving a genetic condilion

. Being o carrier does not mean you have a genetic
condition,

. Being a carrier usually does not effect your heafth in
any way.

. The only time when baing a carrier can cause problems
i if it can lead 10 your children having a genetic
condition.

To understand better what it means to be a camer, it i helpful to
understand whal genes and chromosomes are

Genes and chromosomes

Our bodies are made up of milions of cells. Most cells contain a
complete set of genes We have thousands of genes. Genes act
like a s2l of instrucbons, controlling our growth and how owr
bodies work They are responsible for many of ow
characteristics, such 3s our eye colour, blood type or height

The ghidimosoine &
marfs |in & neras

Tive ppeesrry enpiinl 0¥ CAu

enes are carmed on thread-ike structures called chromosanmes.
Ustrally, we have 46 chromosomes in most cells. We inhenl our
chromoszomes from our parents, 23 from cur mother and 23 from
our father, so we have two sets of 23 chromosomes, or 23

‘pairs’

Figure 2: 23 pairs of One of the pair of
chromosomes. The last pair are

chromosomes are called
the sex chromosomes

the ‘sex chromosomes
and control whather we are
male or female Females
normally have two X
! ; I *  chromosomes (XX). Males
f nomally have an X anda ¥
chramosome [(XY)

Figure 2 therefore shows
(¥ y  the chromosomes of 3 male

as the last pair of

chromosomes are XY
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Sometmes, there 15 a change (mutation) m a gene which sinps it
from -.-.-amr:g properly In facl, we all camy of 3 number of gene
mutations. However, X linked condibons occur when there is a
changed gene (mutation) on the X chromosome

Females have two X chromosomes (XX) Therefore, if a female
has a changed gene on an X chromosome, the normal gena on
the other chromosome can compenzate for the changed copy. I
this happens the female is usually a healthy carner of the X
linked condition. Being a camer means that you do net have the
candition, but carry a changed copy of the gene. In some cases,
females show mild signs of the condition

Males have an X and a Y chromosome (XY) Therefore, if a male
has a changed gene on an X chromosome, he does not have
another copy of that gene to compensate for the changed copy
This means that he will be affected by the condition

Some examples of X linked conditions nclude haemophilia,
Duchenne muscular dystrophy and fragile X

When can being a corrier lead to éan children belng affected
by a genetic condition?

i o female corrier has o son, thera 1sa 50% chance (110 2) of
nharting the changed gene and beng affected by the condition
There is alsa a 50% chance (1 in 2) that the son will inheril the
normal geng If this happens he will notl be affected by the
condition This chance remains the same for every son.

If a female corrler has o doughter, there is a 50% chance (1 in
2) of inherfing the changed gens and being a camer, like her
mother. There is also a 50% chance (1 in 2) thal the daughter
will inhert the normal gene. If this happens she will not be a
carner. and will be totally wnaffected by the condibon, This
chance remains the same for every daughter.

5

Figure 3: How X linked recessive conditions are passed on
by female carriers

Female Unaffected
Carrjer Male

Changed gene

Female Unattected Unaffected Affected
Carrier Female Male Male




If @ male who has an X linked condilion has a daughtor |
will always pass on he changed gene to her All s flaught

will therelore be carriers. The i

IT a male who has an X linked condition has a son his s

will never inherl he changed ger Al he sons will theefomn s

i | 1! ¥ i
L || i i [

Figure 4; How X linked recessive conditions are passod on
by allecled males
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What Does It Mcan To Be A Carrier Of

An X Linked Condilion?
This information (s for peoapls i ound oul they are a
carrier of an X Inked condition. |t provides nformabon about

what Il means (o be a carngr, and peachcal and amobonal

pformation abowt lving wath your test esults Much of Ihis
i

nlormation  as Lesh galbered I3 pPeople
themselves canmers. We bope you will Lo it hielpilil

1 \.;_‘;s:_d'n['. ]

Scclion 1: What is a carmrier?

Ao@armer s someone who caimes a changed copy of 8 gene

which can keadd to ulure childien having 8 genelic condition

. Being a carrier doas not mean you have a genelic
candition,

. Boing a4 carrier usually doos nol effect your healih in
any way.,

. The only time when being a carrier can cause praliloms
s Il it can lgad to your children having a2 genelic
condition.

o understand better whal It means o be a carrier, It s helph i

Laned vl getes a0l chiomosoines are

Genes and chromosomes

Our bodies are made up of milllons of cells Mest cells comain a
complele set of genes. We have thousands of genes Gengs Bl
like & set of mstuctions  contrallng our growth and how our
bothes  woik They @ responsible for many  of ol
charpctenstics, such as our eyve colouw , blood type o hewmh

Figure 1: Genes, chromosomes and DNA
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' grendis onmll ot CENA

Gaes are camed on hresad like s ocures Called chramosomes
Usbally. we have 48 chromosoimes I most oells We inhent o
chromosomes from ouwr parents, 23 from our mother @and-23 Tram
our father. ao we haye two sets of 23 chioumoso me o 2
(alrs

Figure 2: 23 pairs ol

chromosomas. The lasl pair e, { (g pall of
are the sex chromosoms s f1r0 - Bed e
X chromopgomes and
o whetwr wa are gk
¢ femalke Females normally

i - @ B Fiay L ;r. chirgimos

! (XX} Males ncamally have an

X and a ¥ chromosoma (XY)
" '
Figree 2 theyelore shows the
i T ‘ i ones ol a male as thy
asl pas ol chromosomeas are
XY
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sOmetimes. (here i a change (mulatcn ) ina gensg which stops
froom wicirk wmber of gene

oot when therg s a

] properly In fact we all cany of a
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hanged gene (mutaton) on the X chiomosome
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If @ male who has an X linked condition has a daughter he Section 2: Living with your carrier status
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What Does it Mean To Carry A
Balanced Translocation?

What is a camrier?

A translocation camer 15 somegne who ‘carries’ an unusual
arrangemenl of chromosomes

«  Being a carrler does not mean you have a genetic
condition.

»  Being o corrier usually does not effect your health in
any way,

«  Usually, the only time when being a carrier can cause
probiems (s when It comes to having children,

To understand better what it means to be a camer, it i helpful 1o
understand what genes and chromosomes are

Genes and chromosomes

Ciur bodies are made up of millions of calls Mast calls contam a
complete set of genes. We have thousands of genes. Genes act
like a sel of nstructions, controlling our growth and how our
bodies work They are responsible for many of ouwr
charactenstics, such as our eye colour, blood type or height

Genes are camed on thread-like structures called chromosomes
LIsually, we have 46 chromosames in most cells We inhert our
chromosoames from our parants, 23 from our mother and 23 from
our father, so0 we have two selz of 23 chromobsomes, or 23
‘pairs

i84

Figure 1: Genes, chromosomes and DINA
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It i2 important thal we have the corecl amount of chromosome
material, as the genes (that instruct the cells i our body] are
found on the chromosomes, Having soma par of a chromosome
missing, of having an extra parl of 3 chromasome, can resultin a
person being bom with keaming dificlities, developmental delay
and health problens

What is a ranslocation?

A transiocation means that there 15 an unusual arrangsment of
the chromosomes. This can happen hecause:

a) a change has ansen dunng the making of the egg or the
sperm or around the time of conception

b} an altered chromosome arrmngement has been inhented from
either the mother or the father

There are two main types of ranslocabons 3 RECIPROCAL
translocation and a ROBERTSONIAN translocaton

Reciprocal ranslocations

A reciprocal translocation occurs when two fragments break off
from two different chromesomes and swap places,

Figure 3: How a reciprocal translocation arises
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chiomeasomes Greak off... differsn
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Robertsonian translocations

A Robertsonian ranslocation occurs wheén one chromasome
becomes attached to another Ficture 4 shows a Robertsaman
Iranslocabion invalving two chromeosomes

Picture 4: How a Robertsenian translocation arises
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Why do translocations happen?

Although about 1 person in 500 has a translocation. we sbll do
net really understand why they happen. We know that
chromosomes seem lo break and rejoin quite often dunng the
making of sperm and eggs or around the tme of conception, and
it 15 only sometimes that this leads to problems. These changes
occur without us being able to control them
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When might this lead to problems?

In Loth the examples we have looked al, the chromosomes have
Lieen marranged so thal no chramosome moterial has been
lost or gained. This 1s called a balanced translocation.
A person who cames a balanced translocation 13 not usually
affected by i1, and 15 oflen unaware of having 1 The only time it
may become |mportant 12 when he or she comes 1o have
children This s because the child may inhent what we call an
unbalanced translocation

Unbalanced translocations

If either parent cames a balanced translccaton, it s possible that
thewr child may whent an unbalanced wanslocation n which
there 15 an extra piece of one chromosome andfor a missing
piece of ancther chromosome

A person who has an unbalanced translocation may have
learming disability, developmental delay and health preblems.
The senousness of the disability depends on exactly which parts
of which chromosomes are involved and how much missing or
extra chremosome matenal there is. This 1s because some parts
of the chromosome are more impartant than other parts.

7

If a parent haos & balanced wanslocation will he or she
always pass it on?

Mol necessanly, there are several possibiibes for each
pregnancy:

The child may mhent entirely normal chromosames

«  The child may inhert the same balanced translocation as
the parent and notl have any problems

. Tha child may inhert an unbalanced translocation, and may
e bom with some degres of developmental delay, learming
disalulity or health problems

The pregnancy ends in miscarnage

Therefora it is quite possible for a person who carmes a balancad
translocation 1o have healthy children, and many do However,
the nek that a carmer of a balanced translocation will have a child
with some deqgree of disability is ligher than average, although
the severty of the disabilty depends on the amount of matenal
affectad by the translocation

Frequently a child can be bom with a transiocation aithough both
parents’ chromosomes are normal. This is called a “de
rtova” (from Latin) or new rearrangement. In this case the
parents are unhkely to have anolher child with a franslocation
the future,
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What Does It Mean To Carry A Balanced
Translocation?

Figure 1: Genes, chromosomes and DNA
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ifarmeabion about g with your lest resolls Much of this

informabion has been gathered by speaking to people whi have 1 Chromiasamed « 23 paks
taken a camiar test. We hope you will find it helpfd
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Section 1: What is a carrier?

A translocation camer s someona who 'cames a cerain type of

unusual chromosome amangement

. Being a carrier does not mean you have a genetic
condition,

+  Being a carrier usually does not effect your health in
any way,

. Usunlly, the only time when being a cartier can cause
problems is when it comes to having children,
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Figure 2: 23 palrs of chromosomes arranged
To understand better what it means to be a carner, it 15 helpful o according to size
understand what genes and chromosomes are

Genes and chromosomes

Clur bodies are made up of milkons of cells Most cells contain a

complete sal of genes We have thousands of genes. Genes act L ' ’ §
ike a s=l of instructions controdling our growth and how our

bodies work They are responsible for many of our

charactenstics, such as our eye colour, blood type or hesght y = TR

Genes are carmed on thread-bke structures called chromosomes
Lisually, we have 46 chromosomes in most cells. We inherit our
chromosomes from our parents, 23 from our mother and 23 from
our father, so0 we have two sets of 23 chromosomes, or 23 ie
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It is important thal we have the correct amount of chromosome
malerial, as the genes (that instruct the cells in our body) are
found on the chromosomes. Having some pant of a chromosome
missing, of having an extra part of a chromaosome, can resultin a
person being bom with learming difficulties, developmental delay
and health problems

Whot Is o translocation?

A transiocabion means that there is an unusual arrangerment of
the chromosomes. This can happen because.

a) a change has ansen during the making of the egg or the
sparm or around the time of conception

) an altered chromosome arrangement has been inhented frorn
either the mother or the father

There are two main types of translocations a RECIPROCAL
ranslecabion and 3 ROBERTSONIAN translocation

Reclprocal translocations

A reciprocal transiocation occurs when two fragments break off

from two different chromosomes and swap places

Fars of two and [e-atach o
chremosomes braak off diferant
chramosommes

Figure 3: How o reclprocal ranslocation arlses
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Rolbertsanian ranslocations

A Robertsonian translocation occurs whan one chramosome
becomes altached lo amother Picture 4 shows a Robartsoman
Imnsioeation invelving two chrompsomes

Picture 4: How a Robertaonian translocation arises
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Why do translocations happen?

Although about 1 person n 500 has a translocation, we still do
not really understand why they happen We know that
chromosomes seem 1o break and rejoin quite often during the
making of sperm and eggs or around the trme of conception, and
it 15 only sometimes that this leads to problems. These changes
oceur without us being able to control them
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Wheti might this lead to problems?

In bath the examples we have locked 3l, the chromosemes have
been rearanged so that no chromosome material has been
lost or gained This is called a balanced translocation
A pereon who cames a balanced translocation s not usually
affected by it, and 15 often unaware of kaving 1. The only time 1t
may become important 15 when he or she comes to have
childran. This 1s because the child may inhent what we call an
unbalanced translocation

Unbalanced translocations

If either parent carmes a balanced translocation, it s possibile that
their child may mherd an unbalanced translocation m which
there 15 an axira piece of one chromosome andior a missing
piece of another chromosons.

A parson who has an unbalanced translocation may be born with
leaming disalubity, developmental delay and health problems
The senousness of the disability depends on exactly winch parts
of which chromosomes are mvalved and how much missing or
extra chromosome matenal there |s This is because some parts

of the chromesome are more important than other parts

7

If a parent has a balanced translocation will he or she
always pass iton?

Not necessanly, there are several possibities for each
pregnancy

. The chuld may mhent entirely normal chromosanes

. The child may inherit the same balanced translocaton as
the parent and nol have any pralilems

«  The child may inherit an unbalanced translocation, and may
be born with some degres of developmental delay, leaming
disability ar health probleams

. The pregnancy ends in MScamage

Therefore it s quite possible for a parson who camies a balanced
translocation to have healthy childien, and many do. Howevar
the nsk that 2 carmer of a balanced tranzlocation will have a child
wth some degree of disability is higher than average, although
the severty of the disabilily depands on the amownt of matenal
affacted by the translocation

Frequently a chuld can be bom with a translocation although both
parents’ chromosomes are normal This s called a "de
nova (from Latin) or new rearmangement. In this case the
parents are unbkely to have another child with a transiocation
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Section 2: Living with your carrier status

The following information discusses the various experences of
people who have found out they are camers. We have tned to
highlight a range of issues and emaotions that finding out you are
a camer can cause, however they may nol afl be relevant to you

Hew might | react?

FPeople react in all son=s of ways when they recene Lheir lest
results. Many people say that they feel angry or womed when
they first find out that they are a camer. Some people report that
they feel sad, surpnsed or shocked Al these reactions are
nurml:‘:l For most people these feelings subside after a few
months

Al the bme §f seemed of enormous importance thal this
franafocation had beon found But then as hme wenl on |
seamed e just a guik ™

It 15 quite nomal to feel somehow different about yourself when
you find oul you are a carmer Some people say that 1l is strange
to find out something new about vourself when you think you
know everything |t can take tme lo adapl to this new
irfarmation

For thity-vne years you think there i1s nothing wrong and then
all ol sudden you find out there s this genelic thing .~

Some people say that finding out they are a camer makes them
feel less healthy' Other camers say thal they are concemed
that, in the future, they will be more likely o develop health
problems. These reactions are very normal but i 15 important 1o
rermerber that your camier status has no effect on your health
We are all carmers of a number of gene mulations,

-

Studies have shown that camers cope better with ther results o
lhey recogmse thal bemg a camer 15 somethung that you cannot
change, and that the infformalion can be used positively

e just accepled it now 've moved on from thal Life throws
things al you and you just gel on with it really IE's just another
pne of ife’s hwists.”

Future children

For some people, finding out they are a carer s a source of
worry. For other people, such as those who have had multiple
miscarriages, it s a relief o know so that they can plan ahead
Knowing that there is a nsk that your future childien might be
bigrn with an unbalanced transiocation means that you can be
prepared and lake the time to make important decisions. There
ara a number of oplions you may wish to consider,

It 15 possible to perform a test dunng pregnancy (prenatal test),
such as an amniocentesis or CVS test, to see if the baby has an
unbalanced translocation I you think this might ke an opben lor
you, speak lo your doctor aboul whether these lests are
available for the condition you are concemed about If possible
do this before the pregnancy as the laboralory may have lo
make preparations that can take several months

I you are considenny prenatal testing you

should think about what you would do d the :
baby was found to have an wunbalanced \  jat s
translocation, and how you might feel about a y O

termination of pregnancy '

'Tmm.'r;ar.'r;g the preqgnancy was an agomsnmg
decigian for my husband and me, bul i was
easier knawing that other couples have made oy
the same decizon.” \
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It may be possible to perform a lechnique called Premmplantation
Genetic Diagnosis (PGD) as an alemative lo testing the baby
during pregnancy. This invalves the couple undergoing madically
assisted reproduction, after which the fertilisad aggs ars tested
Cnly those eggs without the unbalanced tanslocation are
impianted mto the woman's womb. This = a demanding process
and 15 not sutable for everyone For mare inforrmiation abouwt
PGD, and whether it is avalable to you, you should speak 1o
your tdoclor

Cithar optiens you nught wan! to consider include adoption,
conceiving Using donor eggs or sparm, or the possibility of not
avang children.

“The good thing & when | went for the genelic counseling |
found out thete were chorces. If you want to have children, there
are ways you can go about "

‘What if you already have children?

Some parents who already have a chid with an unbalanced
translocation. sav thatl one of the emotions that they expenence
when they find oul they are a camer is feeling ‘guilty’ for having
‘passed on' the chid's condibon. 1t 15 enbrsly natural lo feel s
way. If you are havwng these kinds of feelings you should talk
them through with your genetic specialist It s imponant to
remember that genes and chromosomes are destibuted by
chance and hawng a translocation 5

not your fault Over tme it has been .

shown thal these feelngs usually o

lessen in intensity A : ?\r
| YA,

P e L)
I do feel sorf of that I've let my fﬁlmn'}-' (‘;} | | *:\.'!
down or lel my husband down, and P \ }
obviously let my son down because o K4
abwiously 1 gave him something that he . \}
didn? really need fo deal with for the ‘f L

rest of s ife.”

11

If you find out that you are a carrier and you have children, sven
if they do not carry an unbalanced transiocation, there s still 3
chance that they could be camers. It s important that you
discuss this with your children 3t an age which is sutable For
some parents this might be when they think the chid s old
enough to understand. For others it n#:I be when their children
becin to have senous relationships ape at which a young
parson can have a camer teet vanes, but the person havng the
test has to make ther own decision about o

“The two girfs have been up fo the genetics depattment and had
il explamed to them.”

Relationship with partne

Knowing about your carrer status can have an effect on your
relatianship with your partner For some people it can bang them
closer together and they can help support one ancther. However,
knowing your camer slatus can also couse tension and siran
within the relationship Sometimes couples will have to discuss
iesiies that are very difficult and upsetting

" feel ke | can cope wilh @ lol bul to have lo pull in someone
you really care aboul, that fell hormible Thal felt worse than
dealing with f mysell "

Other family members

If you find out that you are a carmier, you may wish to discuss this
with ather family members This gives other family members the
opportunity to have a biood test o see if they are also camers, if
they wish This information may also be useful in helpmg
diagnose other family members. It maihl also be particularty
impartant to family members who are likely to have children in
the future Discussing your carmer test results i your choce and
your test results will never be shared with other family members
without your permission
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“They now know thal its i the famdy and they can be tested o
they want lo, they have thet chowe. And #'s usefl for them when
they want fo have chidren.’

“Once | fiad discovered thal my mother was a camer and had
nat hed any problems hawng babies | felt much mors
comfortabile about it '

For somie people, sharing iformation with other family members
is a positive expenence It can bring families closer together, and
family members cin provide a good sourca of support. Others
find it difficult because they are worned about causing anwety in
the family In some tamibes, people have lost touch with relatives
and may feel i is difficull to contact them

For grandparents, it can be particularly difficult. They may not
wanl to accept that the transiveation is something that could
have been passed down from them It 13 also net uncommon for
grandparenis to feel quilty because they feel it 18 their faull.
These are reachions you should bie aware of

My mum spoke o my nan and she sad s nat from me full
stop’ So she blocked it off, she sad | didn't bring anything inla
the famly

13

Genetic specalsts often have a lof of expenence with families m
these situations and may be able to offer you help in discussing
the situation with other family members. It can also be helpful to

have information provided by your genete gpecialist 1o show to
other family members lo help explain what it means lo carry a
translocation, and that being a carmer 15 something that occurs
by chance

Gther sources of support

Genetic specialists and other health professionals (such as
cotnsellors and psychologists) are expanenced i halping
people lalk through the emotions thal relale o receiving camie
fest results. They can be a good source of mformafion and
SUpport

"Seeiny Emwma [the genelic counsellor] was very leassunng
becoyse before then | hadnt really understood thal there was
this thing cafled a CVS or an ammocentess. So if was just good
to have a professional explan all the different options. It was
very helpful.”

Some people also find i helpful to contacl a patienl support
group. Patient support groups can provide infermation about the
practical and emotional aspects of being a camer of a condition
Many have a wabsite and helpline giving mformation and advice
They can often pul people and tamilies in touch with others who
are in a smilar situation. They may have a ¢chatl forum on which
members can email other members

We've gol quite a lot of nformation from the palent support
group and so0 s been helplul Also, knowing thal some mights
they work late, if you wanl fo ning them up and have a chal lo
thern, they wil chat o you over the phone, serd things in the
pogt work with the schools and soon.”
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Further information

For further snformaton, contact your local regonal genstics
sarvice |her contact details can be found al
www.glg org ukiseryvices hitm

Additional information can also be found at:

Contact a Family

LIK chanty for families with dizabled children Offers infarmation
on specfic condibans and rare disorders

Helpime 0B08 B08 36555

(Mon-Fri, 10am-dpm and Mon, 5 30pm-7.30pm)

Email thelpline@@calamily org uk

Web: www cafamily org Uk

=

Genetic Alliance UK

Provides mlormation about specific genetic conditions and
contact delails of support organisations

Tel 020 7704 3141

E mail malE@genetcaliance.org Lk

Web: www genelicalliance org. uk

Unicpere- The Rare Chromogare DHsorder Stipiport Grotg
Telephone: 01883 330766

Email info@rarechromo.arg

Web: www rarechromo.org
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Appendix 24

Living Without A Diagnosis

Information For Parents
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Living Without A Dlagnosis
Infermation Fer Parents

What is this booklet abomt?

Thera ara some children who have leaming difficultes or heath
protlems, and no-one con give a diagnosis to explan the cause
of these problems If you are the parent o 3 ehid without a
diagnosis, this information bocklet has been written for you Itis
desigied (s lelp aimwe sconeg ol e gueshioies yuu ey e
We also give you some eas o heipful things you nught do ae o
parent and tak zbout some of the expenences olher parents
have had Unfortunately, it won'! be able o give you a diagrosis

‘We hasme got no diagnoss, zhe 19 just Lisa, she s just vnguae
But to te honest with you, we gel so much enjoyment out of her
it falally ouweghs amy probiams. ™

How common i& it nat ta have a diagnosis?

Even though most people do nol realse f, having an
apdagnoszd corcilon’ B aclually gquie oo, Fon sxnpls,
it is thoughl thal aboul half [50%) of chiklren with leaming
difficuities have no definte diagnosis. Even without a dagnoss,
chicren are stll entitled to receve healthcare, education,
Leipefily and servives il e aupiopiiste W Umen s icuba
neods_ Mol having a diagnosie won't stop 3 child from reaching
trein full potarmial

Why ane sorme cotdibuns difflcuh to disgnuse?

There are a number of masons wiy making a diacnoss 5 ol
easy
« Sonetimes chiidren have a numbar of differem problems
that do not all it inte one specilic conditon

« Many condibons have simlar features and  health
problems, which makes t difficult © be accurate about a
diagnoss
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E
o Certain copditions are so rare that d can be difficull for
doctors to (dentify the condition

v The same conditon may affect children in different ways
which can add to the problem of making a diagnosis

+« Some features of the condibion may not appsar until later
on in the child's life. This may cause a delay in gethng a
diagnosis, or in some cases a change of diagnosis
(taken from Contact a Family, About Diagnosis)

Dactors are mow able lo diagnose more condibions than ever
before dus 1o advances in owr knowledge, and improvements in
testing lechnigues and medical equpmenl Some of thece
condtions will be genetic, that means they are caused by
changes in our genetc material. Others will be the resull of
problems al bith or infection during pregnancy or in the first few
wears of life However, because of improvements in scence,
there may be an expactabon that doclors can always find a
diagnosss, If they cant, it can be extremely disappointing and
confusing for parents

It w worth rememberng thaugh that, /r"’:"-l-"r

even if you do not have a diagnesis i ol

now, advances in medical knowledge el
and lesting techniques mean that you [l
may be able to get one m the future !

G

Living without a diagnosis: the experience of other parents

I vou have a diagnoms you're on some sort of track Without a
dragnnsis it feels hke you're lost in o swamp”

To help us wrile this booklet, we spoke b 3 number of parents of
children who have no diagnosis. Hearing other people’s stones
can be mteresting and helpful They alse show you that you are
not alonel We have mehuded many of ther expenences, some of
which may be of mlerest lo you Parents also gave some
suggestons of useful things you can do as a parent, and these
have also been mcluded

The emotianal impact

Finding out a chld was not developing as expected was a very
worrying and ancous teme for some parents Farants descnbed
fzeling alone, angry and sad, particularly because their child was
not the “probilemdrea’ child they had hoped for

Wading for the results of tests was also 2 stressful time, and #t
was disapponting and frustrating when the results did not gies
any definde answers. Some wamen said that when they first
found out there was a problem they were worried that It was
somehow ther fault, or something they had caused whilst they
were pregnant However, the reality is that these things are
rarely anyone's faull In most cases these things just happen,
and there = no way that the parents could have changed the
gutcome

Some parents sad that not hawing a dingnosis made them fesl
out of contral of the situation They were unsure whether they
would ever get a dagnosis and they didn't know what the future
would hold for ather them or their child. Without a ‘name’, they
were unable 1o search for information. This was very frustrating

T don? know what is going lo happen to lim in the fulure and
that 15 the worst thing | think, the nol Ii-f.r.lm‘frr‘.J' &
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Parents often used the tem ‘emotional rollercoaster 1o descnbe
the day-lo-day expenence of lookng ofter a chid with 2
disability. There were difficullies and frustrations, but there was
also an averwhelming sense of love and admiration thal parents
had for thew child

"She's so lovable. Ghe makes me smile, she makes me glow. |
Just love her to bifs."

Adlvice from parents
» Try to enjoy your child 11 is easy to focus on all their
problems and forget to enjoy walching them grow up

o Once you accept vour child for who they are, your e
becomes aasiel

+ Don't compare your child to other children of the same
age, o how your other children were at that age, as this
can be upsetting. Every child is different

e Try not lo focus on the milesiones your child has not
reached. Focus on those that they have

« Try not lo wofry too much about the future Try to focus
inslead on dealing with each day at a time

» Rawwing a chuld with a disability can be hard work, both
physically and emationally Don't be afraid 1o ask for help,
and take help when ilis oferad

+ Hawving someone you can really talk to and who 15 not
emotionally involved (such as a counsellor or health
wvisitor) can be a great help, even if they don't have all the
AnSwWers

» For peace of mind, iry 1o be as organised as you can. You
mught want to pul certan procedures in place, for example
orgamsing vour will

v It's easy to forgel lo look after yoursell when you are
looking after a child with a disability. Take ime oul every
ance in a while; go out with inends; look after your health

“Feople kept saymng fo me juat enpoy bem because they gow vp
s0 quickly, and | do feel thal we tdn enjoy him as much
because of all the anxiehes thal we had aboid whal was going o
happen IFit was to happen over again 'd definitely say fry and
ot that to the back of your mind and fusl enjoy who he 57

“As much as you think you are coping, lake a slep back and say,
well, perhaps | need holp with this or that Donl be afrad o ask
for help. It doesn't make you any less of a parent

How important is a dlagnosis ?

Whilst all the parents that we spoke 1o said that they would Iike &
diagnosis, over tima parents had found that getting 3 ‘name’ was
rot as important as i had been at first. For most parents, the
pronty was enauring that the day-lo-day issues related to ther
child’s condition were met Many smd thal, even with a
diagneosis, they would stll have to explain what the diagnosis
meant, particularly to people who did not work i genetics or
medcme For many parents, getting a diagnosis was st
something that 'would Le nice 1o know'

FEven Il we did have o diagnoss, I'm swe it would be Some
really fong word and people would look at me and say, ‘whal's
thal then? and then I'd have to explain | anyway -~

“Evenif we had a diagnosis, he's sl Charle to me It's nol going
ta change him, nol going fo change him in the shghtest ™

Al Genetic Alliance UK, (a pabent organisation supporting
individuals and famihies affected by genelic disorders), we speak
to patents and famies every day who are living with both
diagnosed and undiagnosed conditions. We find thal they all
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face similar challenges accessing services and raising o child

with a disability. Sometimes, even with a diagnoesis, il can stll be
clifficult lo know what the future holds

“He's inspinng somelmes as to how leving and gorgeous he s lo
other chifdren s own age. He's so affechonale There are jus!
thmgs to do with s syndrome that make lim special He's just a
gorgeous hittke bay.”

Doctors and specialists

Going to lots of hospital apponiments and sseng different
specialists was a frustrating and bme-consuming expanance for
some parents. Often, a number of different specialists were
involved mn ther child's care, and children were often referred
from one specalst to another as the search for a diagnosis
continued

One issue that parents found particularly frustrating was the
frequency with which they have 1o repeat therr child's “life stery’,
including a hstory of all the symploms, lests =
and the specialists they had seen It can be Vs .
even mare frustratng when you don't have a A1,
diagnos:is because you do nol have a ‘label «"T;p'-r
that summanses all your child's problems. /)]
Whist repeating this information every time you l
]
|

—_—
see a new specahs! iz underslandably
frustrating, m most cases il is necessary -
because there will be very specific things the /A
specialist 15 interested in finding out thal refale g

to his or her particular speciality i

“If you are able fo go i and say, He's got so (- =3
and so disease then they go 'Okay that iz fing’
but you cant You have fo go back from birth |

when you were first told, and explain the whole |
thing.” | -

i
.II'
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Parents also folind that sometimes commumication beteeen
different specialists was nol as up to date as it should be Many
therefore had taken an active role in keeping thesr GP and other
specialists such as ther paediatrician and geneticist up o date
with any tests done, resulls given or specialists seen.

I carry all the lefters I've receved from the paedialrc consultant
and genelicist o every appomiment and somebmes those
letters haven't yel been put on fite. Somaetimes. | have fo pull oul
the lefter and show it fo them.”

Some parents found that the lack of information, particularly
about their childs futire development, was very frustrating
However, it's warth remembering that it is also frustrating for
wour specialist. They too will want to find a diagnosis for your
child's conditton. Yet even withoul a diagnosis, specialists wil
still be able to offer treatment and suppoart that is talored lo your
child's needs

Remember that you are ullimately the expert in your child's
condition |f there are develaopments in your ehild's conditicn, or i
new miestones are reached, you should keep a record of thess
to discuss with thie specialist at your next appointment

Ivice f [

s Make swre you recene copies of all the letters sent by
different specialistz, to ensure you are kept up to date

» Take responsibiity for ensurng that all the different
specialists, including your GP and healthcare worker, are
kept up to date of any appointments and developments

« Keep a paper tral Keep coples of all letters,
appointments, test results, etc. in a folder

o Keep a record of your child's progress. Keep a diary; take
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photos and videos if possible As well as being a useful
record to show to doclors, it can alse be comforting lo
look back and see the progress your child has made

Creste o 'passport for your child. This can be a senes of
flasheards that explain things such as what your child can
and cannot do, what they [ke/dislike, any health problems
they have elc, These can be taken 1o appointments and
are a quick way of passing on infarmation aboul your
child

Il you feel that yvou need to see a specialist, or if you thirk
you may have somehow got ‘lost in the system’, don't be
afraid to phone and find out. Ask to speak to the doclor's
secretary o find out what Is happening with your child's
appointment

Whenever you thirnk of a question that you ward 1o ask the
specialisl, write It down immediately so you don't forget it
A number of parents, lor example. kept a note-pad handy
on their fridge, 1o jot down their questions.

Clon't be afraid to ask your specialist questions that are
concermung you, however silly or nsignificant you think
they may seam

Take someone else willh you o your appointments as a
second pair of ears. This person can take noles of the
discugsion you hove with the specialst These can be a
great help later on when you try 1o remember what was
said

I poszible, try to stick with the sama health professionals
so you don't have to keep retelling your child's life story

12

Other services and professionals .
TaY

Many parents found that ther health :H::'

visitor was a good source of Fad dye .

information and support A health
visitor 15 a gualified and registered
nurse of midwife with a specalist e
qualificaion in  Community Health
who visits famities with children up 1o
the age of five, at ther home.
Farents found thal their health
vistar

Provided uselul miermation about their child's growth and
develppmen|

Organised relerrals, i necessary, 1o specalists such as
community paedatncians and speech and language
herapists

Provided information about local serices such as specal

L]
needs nurseries, ard had knowledge aboul issues such
as disability benefi,

¢ Prowded emotional suppor, parbicutardy lo parents who

were concemed or amcous aboul thew child, or were
finding it difficull io cope

“In my case the health visifor has been a very good rock in thia
whole process. | think also that is part of her job. to supporf us as
& family amd rme as a mother ~

There were a number of gther professionals thal families had
come irfo contact with, and found helpful, These included

.
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The housing officer — works for a housing assaciabon or
local council. Your housing officer may be able 1o provide
vou with information about housing benefits  and
entitterments, including home adaptations and faciitivs

+ Children’s centre [ nursery [ play group staff - heips
with activities to encourage your child’s development and
has useful information about local schools in the area

s The key worker — a health professional or social worker
wha supports families and co-ordinates services, often for
children with complex needs These services can be
involved from kerth

¢ The occupational therapist — can advise on eguipment
for daily living and managing more easily within the home

+ The speech and language therapist — assesses and
treats speech, language and commumcation problams in
people o enable them to communicale (o the best of ther
abdity Thev may also work with people who have eating
and swallowing probilems

» The clinical or educational psychologlist — can assess
whether a child has leaming difficulties.

+ The physiotherapist — advises and helps with exercises
lo mprove mobility and coordmaton

Cerain professionals, such as the speech and language
therapist or physiotherapis!, will offer you advice and pul into
place programmes that will help wath your child’s development
Attending appontments and seeing professionals 15 only one
aspect of your child's care. As your child’s man carer, it will be
up to you to make sure you follow their advice on a day-to-day
basis

Some of the parents we spoke 1o found they had 1o be persistent
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in order o access senvices or get appontments. Other parents
sad that it was a ‘battle’ just to find out about the help and
services that were available. Some parents said that they had to
leam to be ‘pushy’ Unforfunately, this s often the reality of
carng for a child with a disabdity, particularty when they have a
number of health-related or developmental problems Howsver,
the professional team around you (such as your health or social
warker, paediatrician or geneticisl) should help you 1o navigale
your way (hrough the system and ensure you recetve an
sffective samvice

Parent support groups and charties may also be able 1o provide
you with mformabon and support In addition, all councils now
have a Family Information Senace that prowides information,
athace and quidance fo parents and carers on childcare and
earfy years services in the local area Their cordact delails are
listed m the Contacts section at the end of this leaflet

Another issue parents frequently rased was the amounl of
paperaork that needed 1o be completed to access cerain
services or benefilts, and the amount of ime this took. Some
parents sad that ther housing officer or social worker helped
them 1o complele these forms Others had found wvoluntary
prgamwsabions {such as the Cilizens Adwce Bureaw) who were
willing to help with this wark, If you are having trouble filling out
these forms, try to find someohe who can take the ime o help
you.

Advice fram porents

o Don't be afraid to chase things up and be persistent

s Be aware of all the seraces and benefits that are
avallable to you Ask the professional team around you to
provide you wilh this informaton

» Fimd owl about the local seraces m your area such as
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specrl needs nursenes, respile services of local parent
support groups

s Other organsations such as patienl suppor groups,
charites, (he Citizens Advice Bureau (CAB) and other
parents are also a good source of information

» Il you fesl you cant cope woth the number of
apparitments you fave bo attend, you can always speak
to ong of your specaists or your Key worker about
pushing back some of your appoiniment dates It's
importar for you and your child nol 1o feel overwhelmed

« Not having a ‘name’ for your child's condition can make it
difficult when filing out forms. You find you end up writing
‘undiagniosed condiion’. Having a lelter  from  your
consultant thal exploins what this means can be helpful.

"My health visitor came round with all the forms and she said.
this s disabilily beneft, 'm sure you can clam this" And she
gave me these claim packs and | thought, well 1Tl just Bl them
oul and see’ And then alf of a sudden | got tus lelter through
saying, you're entitled to full disability benefit, so that waan't a
mroblerm | mean | didnt even know about disabdity benefit until
the health visitor brought the form round

Education
Gatting the nght schoal for their child

was one of the most important ssues
for pareris. There were a number of

things that parents had to think about - GRS
when deciding which school was best l:f_ \ ;
for their chilel These included the | ".‘..LJ/

educabonal nesds of the child, and <2
whether mamstream schools n the f.ﬂ
area were able 1o cater for their
child's educational or physical needs

16
Some children were in local mainstream schools, some were in
schools for children with special needs, and some were m a ‘dual
placement’ system which meant that for some of the week the
child was educated al a mamstream school and for some of the
week m a school specifically for children with special needs

A number of parents commented that choosing a schoal was an
anxious tme For some parents, the reality that their child
neaded extra assistance in class, or was best placed n a school
for children with special needs, was hard to come 1o lerms with
However, many parents whose children had started school made
positive comments aboul the attention and suppart their child
received

When we wenf o the school we sawd, ‘we have gol no
diagnosis, she 1 just Lead, she i just ungue’. They sadd, Tine
this Is whal we have, this g whal we can do for her, so they
wire absolutely bnlliant and they still are bnllant "

Your health or soclal worker should be able to offer you advice
aboul the options in your area, or the staff at your child's pre-
school or nursery. In additioh, you may want 1 ge and look al
different local schools and speak 1o the staff to find out which
would be most appropriate for your child’'s needs. Mast schools
nowadays have a spemal educational needs co-ordinator
| SENCO Yy who should also be alle 1o offer you advice

Special educational needs assessments

A number of the parents we spoke to had gone through the
process of :Ipf.'if'flnfl,j for an assessmient of special educational
needs from telr local education authonty (LEA). This was
because il was fell thal the local nursery or mamnstream schoal
was unable to meet thelr child's educational needs

An  assessment 1s camed out by the LEA to find out aboul a
chid's difficulties and agree upon the extra help they need
Those children with the greatest learming difficulties receive a
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siatemenl of special educalional needs (usually jus! called a
Statemenl)

A Slatement desenbes the special educatonal help a child must
Le given by law Applying for an assessment can be a long and
difficult process, but the prafessionals around you will be able to
help you

If you feel that your child's aducational needs are not being mel,
the first thing 1o do is 16 speak 1o your child's teacher or special
educational needs co-ordinator (SENCO). You may also find i
helpful 1 talk to local and national voluntary organisations (see
the Education contact details provided at the end of this booklat)
or vour local Parent Partnership Service

Parent Partnership Services

Farent Partnership Services are local grganisations thal offer
frea information, advice and suppart to parents and carers of
children and young people with special educational needs. They
can also offer support in preparng for and attending meetings,
help in filing n forms and writing letters, and provide support m
resolving disagreements. with your child's school and the local
authorty

For further wmformation about your local parent partnership
service (National Parent Partnership  Network), see the
Education contact detals provided at the end of this booklst

Advice from parents

¢ Vizil the nursenes and schools m your area and speak o
the leachers, before making a decision aboul which is
best for vour child.

» Applying for a statutory assessment can be a long and
complicated process. If you are gong to apply, it's a good
idea to know as much as possible about the process
beforehand

Family

Raising a child with a desability can cause a stain on
relationships. Some of the parents we spoke to said they angued
more as a result of the stress and worry of leoking after a child
with a disability

T Hunk vou have to stop and say, | need o fake brme. ol for
myself and my relationstup” | think mn that we've suffered
because we didn't have bme for each other

Parents can have differant ideas about what's best for ther cheid
Often il is the mether who attends all of the appointments, and
the father can feel uminvolved. Many couples emphasised the
impartance of being supportve of each other and communicating
aboul issues such as what happened al an appointment, so thal
both parents feel involved in thair child's care. W's also important
to aceep! help (either from fnends, family, or short break (respde)
services) so that you can have ime alone together, even though
it can be guite daunting at first to let someone eise look afier
vour child

We fell reaily guilty sending the gnls somewhene so we could
have a break. Bul you need fo accepl all the help and support
you can gel m order lo keep on fop of things.”

AR

For single parents the expenence can be very lonely. Many

parents tumed to family members and Inends for support.
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I think my dad fook on the dominant, father role. He used (o
conne taund @ lot and help me cope ©

Parents who had more than one child often described feeling
guilty for being unable o provide the sarre amount of attantion Lo
all their children. They warred that siblings would feel they were
mot 33 loved as their brother or sister Growing up with a brother
or sister who has some kind of disability and who needs more
attention, can be very hard for chilkdren  However, some parents
were surpnsed al how affectionale and supportive siblings could
Les

"She just kkes lo be wwvolved, she wanls fo help him She (s
perkectly aware of the fact fis eyes don't work propedy and tal
he needs extra help. and all she iz concerned with i, you know
has he gol s glasses, does he need his contacl lenses, 15 he
okay, making sure nobody @ mean to m*

Adyice from parents

« Explan the siluation 1o siblings, taking mto account their
age and maturity level

o Try to make sibings feel nvelved In carng for their
disabled brother or siste;

« I mportant o Iny W0 take tme oul once in a while to
spend with other siblings

« I's a good dea to find a term such as ‘developmental
defay’, ar SWAN child' (syndroma without o name) that
descrnbes your child’s condition. This can be belpful when
explaining your child's disabilty to other people (such as
friends and other parents) Ask your healthcare specialists
to help you come up with a term that best descrnibes your
child's disability

‘That's hard, shanng yoursell, that s really hard But | will say

20
always make time for your other chidren, because atherwise that
zan have a bad knock on effedt.”

Information and support

It's natural to want ta find as much nformation as possibile about
your child's disalility Parents used a number of different
methads to find information Some looked on the intermel, others
used chat forums 1o speak o other parents, and some contacted
patignt suppert groups

Even without a confimed diagnosis, you may still be able 15 find
a ot of usedul information from patient support groups and other
parents who have 2 child with similar symploms, parbcuary
aboul the day-to-day 1ssues of caring for your child. There are a
number of parent groups that can help put you in teuch with
other famihes, Their contact detals are listed al the end of this
Looklet There may alen be other charities and suppon sarvices
in your area that can provide respite care (a short break from
caring), help you fill out forms. and provide other forms of
support and imformation for you and your child

"If you go to these parent chat rooms, all the tmwal things that are
actually quite ig tings as a parenl, you can resolve qule
happly and gquie easdy because other people have been
through it or are i the same boat as you i s mice fo know thal
you are not the only one, if 1s nol a stupid queston and you don't

actually have lo go ta the doctor o ask

Whilst the intemet can be a greal source

of adwce and informabon, some parents ] .
found that # was easy D scare

themselves by looking online In additon, %

ot all the 'medical’ mformation found on 2

the mlemet has bean verfied with [~

medical professionals and may not be o -

cormrecl. This 15 something you should be

aware of \
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"There 15 a certain fevel of Wnorance Is bliss" | do regrel frawling
the intermel to find out about the things that she had listed down as
possible syndromnes [t just meant eight fo ten months of complele
worry

Advice from parents

+ Be careful of the informaton vou read on the intemet. it can
be very easy lo scare yourself

« Parenl support groups and chat forums can be good
sources of information, particularly about the “day-lo-day'
issues of canng for your child, that your specialist may not
be able to help you with

« Find out aboul local servces in your area Your council's
Family Information Service can be a valuable source of
information about local servces

s Hawving a computer and besng able to access the internst
can be very helpful. Being able to do vour shopping on-line,
far example, can make life much sasier

Charities, support groups and other
useful information services

zeneral

Contact a Family

UK-wide charity that provides support, advice and informaton for
fanulies wth disabled children, no matter what their condiben or
disability They also put familes in contact with other families who
are affected by the same or similar disabilties or medical
condiwons

Free heiplne: 0808 808 3555

Email: helpline@cafamiliy org.uk  Welb: waww catamily.org.uk

=37

Citizens Advice Bureau

Gives free, confidential Information and advice Yo help people
with their money, legal, consumer and other probilenss acmss the
LK, Web: www adviceguide org uk

Carers UK

Offers information and achvice to carers of children and adults
with disabilities

Tel 020 7378 494949

Email: info@@carersuk org  Welb: www carersuk org

Directgov

Government websde providing easy aceess o government
imformation and services, Has information about educaton, carer
advice, benefits and financial support. Also has a knk to local
councils throughott the UK. Web: waw direct gov uk

Every Child Maners

Programme et up by the Department for Children, School and
Famiies which has a useful website providmg information on
early years and childears, health and educabon for children
Particularly wseful information can be found on the following
pages.  Web: www.desl gov.uk

wonew dest gov ukleverychil dmatters/earlyyears!

www desf gov ukfeverychildmalters/healthandwellbeing/ahdc/
AHDC!

www desf.gov ukleverychildmatters/h ealthandwel lbeing/ahde/
earfysupport/home/

waw desf .gov ukfeverychildmattersihealthandwellbeing/ahde/
aarlysupport/resourcesfesresources!

Family Information Service

Provides information, advice and gudance 1o parents and carers
on childcare and early years seraces in the local area.

Tel 0207 953 4085 Web: www nafis.co.uk
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NHS Direct

Frovides health mformation and advice
Healpline 0845 4647

Waly vwww nhadiract nhs Uk

Suppoit groups

Ableize

LK and lreland mtormation mesource run by people with
dizsabilities, Offers information on mobddity, and provides
informaton, suppor and adwice

Welr: www abléize com

Afasic - speech, language 8 communication

UK charity helping children affecled by speech, languoge and
communicalion impairments, and their famibes

Helpling: D845 355 5577 Web' www afauc org uk

Changing Foces

Charity supporting people who have disfigurement of the face or
body from any cause

Teld: 0B45 4500 275 Webs www changinglaces org uk

Genetic Alliance UK

Frovides information aboul specfic geneflic conditions  and
contact details of support organisations across the LIK

Tel: 020 7704 3141

Email maidf@geneticaliance orguk

Welr www genehicalliance ong uk

Kith ond Kids

Kith and Kids' overall aim is 1o empower families living with
disability to overcome their social isolation and access the
sarices they nesd

Tel: 020 8801 7432

Email: projecis@@kithandkids org.uk

Web: www kithandkids orgj uk
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Mencap

UK chanty supporiing people with learming disabiibes
Heiplme: 0808 808 1111

Email: help@mencap.orguk Web www mencap.org uk

Mational Autistic Soclety _
Information and suppor for people with autism and therr families
Helpline. DB4S 070 4004  Web: www nas.org uk

SiBS

LIK chanty for people who grow up with 3 disabled brother or
sister

Tel 01536 645463 Web www sibs.org uk

SWAN [Syndromes Without A Name) USA

American organisation offering suppen, advice and information
to families with childrenn who have undiagnosed medica
conditions. They also enable fanilies lo contact other familles
through an e-support group, MySpace, Facebook and Twitter
page.

Tel (D01) 269 952 2090

Email: swanusa@undagnosed-usa arg

Web www undiagnosed-usa.org

United Response

Supports peaple with leaming disalilties, mental health needs
and physical disabilities o live in the community, across England
and in Wales

Tel 020 8246 5200

Email. infofiunitadresponse org.uk

Web: www undedrasponse org.uk

Unique

The Rara Chromosome Disorder Suppan Group
Tel 01883 330 766

Email; infof@rarechromo.org

Web. www rarechromo org
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Education

Advisory Centre for Education (ACE)

A national chanty that provides advice and mformation 1o parents
and carers on a wide range of school-based issues including
special educabon needs

General helpline 0808 800 5793

Exclusion hetpline. 0808 800 0327

Web: www ace-ed org uk

Independent Panel of Special Education Advice (IPSEA)
Provides free educabon advice and representation for parents of
children with special educational needs and disabditees in
England and Wales

Tel: 0800 0184016 Web: www.ipsea.ong.uk

Hational Parent Partnership Network (NPPN)

Your loeal authority will have a parent partnership serace, They
offer free. confidential and mmpaial information, adwce and
sypport 1o parentz and carers of children and young people with
gpecial educational needs (SEN) They can give you advice
aboul statutory assessmenls, statements, SEN Code of Practice,
wour rights and responsibilities and who you can falk lo about
any concems you may have about SEN

Tel 020 7843 6058

Emal nppn@nch org.uk  Web: www parentpartnership org.uk

FPortage

A home-visting educational service for pre-achool children with
additenal suppor needs and their families

Tel 0121 244 180T

Email, mfo@portage ork.uk  Welr www parlage org uk

Special Educational Nee ds and Disability Tribunal {SEND)
Farents whose children have speoial educatonal needs can
appeal against decisions rnade by local education authorties in
England about thelr children's education

Tel: 0870 241 2655  Web: www.sendist.gov uk
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Special Education Needs Tribunal for Wales

The equivalent body in Wales.  Tel: 01597 829 800
Web: www wales gov ukisentwsub/home7lang=en

Additional Support Needs Tribunal for Scotland
The equivalent body in Scotland  Tel- 0845 120 2906
Web: www azntscolland gov ukfasnits/141 htm!

Education Support for Northern Ireland

The equivalent body in Northem lreland

Tel: 028 3751 2383

Web:  www. educaton-support.org. uk/parenis/special-educationd
sendist

The Children’s Legal Centre

Provides legal advice, information and representation for children
and young people who are involved in a disputa with a school or
local authonty

Free Child Law helpline 0B0SA 020 DOB

National Education helpline: 0845 345 4345

Email: cle@essex ac.uk Web: www childrenslegalcentre com

Finance, benefits, equipment and holidays

3H Fund

A charity that makes !t possible for disalded people and then
carer of family to have memorable and fulfiling holidays

Tel 01892 850 219

Email info@@3hfund org.uk  Web: www Ihfund org.uk

Caudwell Children

Provides direct donations for treatment, therapy and specialised
equpment

Tel 0845 3200 1348

Email chanty@caudwellchildren com

Webs: woww caudwellchildren com

Childran Today
Raise funds to prowde special equipment for children and young
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people throughout the UK

Tel 01244 335622

Email: miogchildrentoday arg uk
Web' www chilidren-loday org uk

Dream Mokers
A nationgl children's charty sending sick ana disabled children on

dream holidays as well as providing equipment
Tel 0121 711 8962

Weli. www greammakerschildrenschanty com

Dlisability Alliance UK

Frovides information on socal secunty benefits and tax credits to
disabled peopie, their families and carers.

Tel 020 7247 8776 (not an advice line)

Email: office da@dial pipex.com Web www. disabilitvalliance o

Disability Benefits Helpline

Offers advice on Disability Living Allowance and Attendance
Allowance

Helpling: (8457 123 456

E mail: DCPU Customer-Services@@dwp gst gav.uk

Web www dwp gov uk/about-dwpicustamer-delivery/disability
and-carers-service/

Family Funid

Helps families with severely disabiled children by providing gramts
for things that make fe easier and more enjoyable for the
disabled child and ther family. such as washing machines,
computers and hohdays

Tel: 0845 130 4842

Email: info@famifyiund crguk  Web www fanmdyfund org.uk

Newlife Foundation for Disabled Children

Chanty providing equipment to help individual children. Alsa
provides a nurse service thal offers support and advics

Tel 01543 468 999 Nurse service: 0800 902 0095

Email: info@@nawlilechanty.co.uk

Web www newlfechanty co uk
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Pearson's Holiday Fund

Provides grants that financially assist disadvantaged children
and young people (between 4 and 16 inclugive) in the UK 1o
have holidays or take part in respite activibes

Email general secretary@pearsonsholidayiund org

Web: waw. pearsonsholidayfund.org

The Aldis Trust

Helps people with disalslites make the best use of nformation
and commurication techrology by giving information, help and
suppon on all aspects of disability computing

Tel 0207 426 2130

Email mlo@ardisorg  Web: www.auidis org

Whizz Kidz

Chanty grang disabled children the chance 1o lead more
independent lives Provides mability squipment, advice and
traming

Tel 020 7233 6600

Waly, waww whizz-kidz.org uk

Wi o axtremely pratefil ta all e parants who allowed us fo intsrview them
during the making of ths leafist

Thia mlomation won developes by Genstic Allance LK o national sliiance of
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aftected by genetlc dinorders

Seentific information bad bean checked by 0 Simen Holden, Coensultant in
Clinical Genetics, Guy's Hospital, London
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Camdaon & Islington Community Research Ethics Committes

Study Title: A pilot study, In preparation for a randomized controlled
trial, exploring the effectiveness of two Information
festurces to provide peychosocial information about
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Would you like to look at a new booklet for people
who have recently found out they are a carrier of a
genetic condition?

My name is Celine Lewis and | work for a charity called Genetic Alliance UK where we
provide information to individuals and families affected by genetic conditions. | am also
doing a PhD at the University of Plymouth. As part of my PhD | have developed a new
information booklet for people who have recently found out they are a carrier of a
genetic condition. | hope that the booklet provides clear and supportive information
about being a carrier but this needs to be tested to see if people really do find it useful.
This is where | am hoping you may be able to help me.

What will happen if you decide to help? If you agree to participate in the study, | will
send you a copy of my new booklet in the post. One week later | will send you a
guestionnaire (either by post or e mail, whichever you prefer). The questionnaire will
ask questions about what you thought of the booklet. and also about how you feel
about being a carrier. The questionnaire should take no more than 15 minutes to
complete. You will then be able to return the questionnaire to me either in the freepost
envelope | will have sent you, or by emailing it back to me.

If you agree to participate in the study, your questionnaire responses will be treated as
confidential. | am the only person who will have access to your responses. | will keep
your personal details secure on a password controlled computer and not pass them on
to anyone eise. Even if you tell me that you would like to help, you can change your
mind and withdraw from the study at any time, without giving a reason. Your health
care will not be affected in any way, whether or not you decide to be involved. | would
be very happy to answer any further questions you might have about the study before
you decide about being involved.



How do you get involved?

If you are 18 years of age or over, have recently found out you are a carrier, and willing
to help or want lo ask a question, please contact me, in the next 2 weeks if possible, in
one of the following ways:

Mail: Fill out the form on the next page of this information sheet and send it back to me
in the freepost envelope

Telephone: (daytime) 020 7704 3141

Text: (anytime) 07974 867 967

Email: celine@agig.org.uk or celina.lewis@plymouth.ac.uk

Finally ....thank you for reading this.

Celine Lewis



mailto:celine@gio.orQ.uk
http://ac.uk

Reply Slip — Carrier Testing study
Please post this back to me in the freepost envelope provided.

[ 1!am interested in participating in this research and am happy for you to send

me the booklet and guestionnaire

[ 1!am not interested in participating in this research. Please do not contact me

again

e R e g |

The carrier testing booklet will be sent to you by post. However, | am happy to email
you the questionnaire if you would prefer. If you would prefer me to e mail you the
questionnaire, please tick (V) the box next to your € mail address.

Please indicate which condition type you are a carrier of. This is so that | know
which booklet to send you (if you are unsure please contact me).

[ ] Recessive (e.g. cystic fibrosis, sickle cell, thalassaemia, Tay Sachs, spinal
muscular atrophy)

[ ]1Xlinked (e.g. fragile X, Duchenne muscular dystrophy, haemaphilia)

[ ] Chromosome Translocation
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Would you like to be involved in a study in which
you will receive a new booklet for parents of
children without a diagnosis?

My name is Celine Lewis and | work for a charity called Genetic Alliance UK, where we
provide information and support to individuals and families affected by genetic
conditions. | am also doing 2 PhD at the University of Plymouth. As part of my PhD. |
am developing a new information booklet for parents of children without a diagnosis.
As part of this process, | have developed a short questionnaire. This is where | am
hoping that you may be able to help me.

What will happen if you decide to help? If you agree to participate in the study, | will
send you a guestionnaire {either by post or e mail, whichever you prefer). The
questionnaire will include questions about you how you fegl as the parent of a child
without a diagnosis. The questionnaire should take no more than 10 minutes to
compiete. You will then be able to retum the questionnaire to me either in the freepost
envelope | will have sent you, or by emailing it back to me. | will then send you a
copy of the booklet which will be yours to keep.

If you agree to participate in the study, your questionnaire responses will be treated as
confidential. | am the only person who will have access to your responses. | will keep
your personal details secure on a password controlled computer and not pass them on
to anyone else. Even if you tell me that you would like to help, you can change your
mind and withdraw from the study at any time, without giving a reason. Your health
care will not be affected in any way, whether or not you decide to be involved. | would

be very happy to answer any further questions you might have about the study before
you decide about being involved.

How do you get involved?
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If you are 18 years of age or over, are the parent of a child without a diagnosis, and are
willing to help or want to ask a question, please contact me, in the next 2 weeks if
possible, in one of the following ways:

Mail: Fill out the form on the next page of this information sheet and send it back to me
in the freepost envelope

Telephone: (daytime) 020 7704 3141
Text: (anytime) 07974 867 8967

Email: caline@aig.org.uk or celine.lewis@plymouth.ac.uk

Finally ....thank you for reading this.

Celine Lewis

Reply Slip — Non-Diagnosis Study




Please post this back to me in the freepost envelope provided.

[ ]! am interested in participating in this research and am happy for you to send me
the guestionnaire

[ ]11am notinterested in pariicipating in this research please do not contact me
again

Bl o uanmniman s s sis s e A S T RS SR A S e e D

If you would prefer me to @ mail you the questionnaire instead of sending it by
post, please tick (V) the box next to your e mail address.
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Would you like to be involved in a study looking at a
new booklet for parents of children without a
diagnosis?

My name is Celine Lewis and | work for a charity called Genetic Alliance UK, where we
provide information and support to individuals and families affected by genetic
conditions. | am also doing a PhD at the University of Plymouth. As part of my PhD, |
have developed a new information booklet for parents of children without a diagnosis.
The booklet has been developed with the help of parents who, like yourself, do not
have a diagnosis for their child's condition. You will find a copy of this booklet
enclosed. | hope that the booklet provides information and support but this needs to be
tested to see if parents really do find it useful. This is where | am hoping that you may
be able to help me.

What will happen if you decide to help? If you would like to participate in the study, |
will send you a questionnaire (either by post or € mail, whichever you prefer). The
guestionnaire will include questions about what you thought of the booklet, and also
guestions about you how you feel as the parent of a child without a diagnesis. The
questionnaire should take no more than 10 minutes to complete. You will then be able
to return the guestionnaire to me either in the freepost envelope | will have sent you, or
by e mail.

If you agree to participate in the study, your questionnaire responses will be treated as
confidential. | am the only person who will have access to your responses. | will keep
your personal details secure on a password controlled computer and not pass them on
to anyone else. Even if you tell me that you would like to help, you can change your
mind and withdraw from the study at any time, without giving a reason. Your health
care will not be affected in any way, whether or not you decide to be involved. | would
be very happy to answer any further questions you might have about the study before
you decide about being involved.
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How do | get involved?

If you are 18 years of age or over, and you are the parent of a child who currently does
not have a diagnosis, and are willing to help or want to ask a question, please contact
me, in the next 2 weeks if possible, in one of the following ways:

Mail: Fill out the form on the next page of this information sheet and send it back to me
in the freepost envelope

Telephone: (daytime) 020 7704 3141
Text: (anytime) 07974 867 867

Email: celine@aig.org.uk or celinelewis@plymouth.ac.uk

If you would like to participate, please keep hold of the information booklet
provided in this envelope, as well as the letter sent to you by the genetic clinic.

Finally ....thank you for reading this.

Celine Lewis




Reply Slip — Non-Diagnosis Study

Please post this back to me in the freepost envelope provided.

[ 11 am interested in participating in this research and am happy for you to send me
the questionnaire

[ 1!1am not interested in participating in this research please do not contact me
again

Email........

If you would prefer me to e mail you the questionnaire instead of sending it by
post, please tick () the box next to your e mail address.
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Research B Deve
Suy's & 31 Thomss' Foundafion N

Sally Walis

Clinical Ganatlcs

FO7 New Guy's House
Guy's Hospital

£l Thomas Street

UK

SE18RT

30 Aprd 2010

Dear Sally Watts

Title: A pilot study, in preparation for a randomised controlled trial, exploring the
effectivenass of two information resourcas to provide psychosocial information about
gonetic tesiing 1o patients.

In accordanca with the Depariment of Heallh's Research Govemance Framewark for Heakh and
Social Care, all research projects taking placs within the Trust must réczive a favourabls opimon
frern an ethics commilltes and approval fram ihe Department of Research and Development
(RED) prior to commencament

#« Ethics numbsar; 10/HOT2L25

= Sponsor: Faculty of Healtth, University of Flymouth
= Funder; No exiernal fundar

« End date: 30122010

»  Protocol: Version 1

= Site; GSTFT

= RE&D approval Date: 30/04/2010

RA&D have reviewed the documentabon submitted for this project and | am pleazad to inform you
that we are approving the work (o proceed within Guy's and S5t Thomas' NHS Foundaiion Trust
and has bean allocated the Trust R&AD registration numbear RJ1100MNES1 Please quote the RAD
registration number in any communications with the R&D Department regarding your praject.

Conditions of Approval;

« The prncipal investigator must nolily R&D of the actual end date of the projed

« The Prnncipal Investigator s responaibls for ensunng that Dala Protestion procedunes aes
observed throughout the course of the projec

= The project must follow fhe agreed protocol and be conducted in accordance with all Trust
Paolicie= and Procadures especially those relating to resesrch and dais management

«  RAD must be nolified of any changes to the protocol prior to Implementation

» Please submil a copy of the progress report on the anniversary of the Ethics favourahle
opimicn 287 March 2011

http i oy
Please ensure thal you sre awars of your respensibiliies in resgtion to The Data Protection Act

1598, NHS Confdentiality Code of Practice, NHS Caldicoit Repori and Caldicolt Guartians, the
Human Tissue Act 2004 Good Clinical Praclice, tho NHS Resaarch Govomance Framework for




Health and Social Care, Second Ediion April 2005 and any turthar legisiation released during the
tima of this study

Members of the research tearn must have appropnste subsiantive or honarary coniracts with the
Trust prior 1o the sludy commencing.  Any additionsl resesrchers who join the study at a later
stage musi also hold a suilable contract

H the project is a clinical trial under the European Union Clinical Trials Directive the
following must also be complled with:

1. The EU Directive on Clinical Trials (Dwrective 200120/EC) and UK's implemantation of the
Directive: The Madicines for Human Use (Clinical Trais ) Regulations 2004,

2  Tha EU Directive on Principles and Gudalines for Good Clinical Praclice {EL) Commission
Directive 2005/28/EC), and UK's implementation of ihe Directive The Medicines for Human
Lise (Clnical Trials} Amendment Regulstions 2006;

Amandmentis
Pleasa ensure that you submit 8 copy of any amendments made o this study to tha RED
Departmeant

Annual Raport

It 15 abligatary that an annual repon |s submitted by the Chisf Investigator to the resesrch ethics
committse, &nd we ask thal a copy i sant to the RED Deparimend. The yoarly period
commences from the date of receiving a favourabla opinion from the athics commitiee.

Should you require any furiher information please do not hesisie to contact us

In lina wilh the Research Governance Framework, your projest may be randomly salacted for
menitoning for compliance against the standards s&! out in the Framewark. For imformation, the
Trust's process for the monidonng of prajects and the associated guidance is availablz from the
Trust's intranet or on request from the R&D Department. You will ba notified by the RED
Department if and when your project has been selacled as part of the monitoring process, No
action |5 nesded untd that tme

Many thanks for regisienng your research project

Yours Smcarety,

Rachel Fay

RAD Coordinator

cc. Calina Lawis
co. Sponsor. University of Plymouth
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Great Ormond Street Hospital for Children [ £~

MHS Trust

Ms Sally Taffinder

Great Ormond Street Hospital
Clinical Genetics

Great Ormond Street

London

WCON 3UH

27/07/2010
Dear Ms Sally Taffinder
TITLE: A pilot study in preparation for a randomised controlled trial, exploring the effectiveness of two
information resources to provide psychosocial information about genstic testing to patients
R&D Number: 10CM27
REC reference number; 10/H0722/25
Sponsor: Plymouth University
This project has been granted Management Approval by the RED Office

Approvol Cenditions

Yaur research study must adhere to the Department of Health's Research Governance Framewaork. For
mare information please see the attached leaflet, further infarmation can be found on the Department
of Health website ot www.doh.gov. uk.

You must submit an ICH/GOSH annual report which will be sent to you by the R&D office when it is due
The Pl must infarm the R&D office of any changes to the start and end dotes of the project, ar if [here
are any changes to the protocol, personnel or ethicol status. At the end of the study the Pl will be sent a

final report form to complete and return to the RED Office

During your study vou shiould remnember to send in Annual Progress Repeorts to your Funder and the
Research Ethics Committes thot provided ethics approval for vour study.

If you need statistical support you can contact the Statistical Support Service
hito:/www.ich.ucl. ae. ukfich/html/education/sssiintra. html

Attached is a checkiist of documentation which you should keep on file. These documents should be

426
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retained for 25 years. All patients entered into this study must be registered on the hospital PIMS
sysfem,

Yours Sincerely

f"’{f \:ﬂﬁ‘j‘m‘ i

Dr Tracy Assari
Research Governance Co-ordinator

Enc.
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Dear ..

We are writing to let you know about a study Guy's /Greal Ormond Street /Leeds
genefic department are involved in, which might be of interest to you. It concems a
new information booklet for carriers that we think you may find helpful. Piease find
more information about this study on the Information Sheet sent with this letter. If you
would like any further information about the study, please contact the lead researcher,

Celine Lewis. Her contact details can be found at the end of the information sheet.

Many thanks,

Name of referring genetic counsellor
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Dear

! / Leeds

14

We are writing to let you know about a study Guy's / Great Ormond Stre

partmant are involved in, which might be of interest to you. It concems the

@

development of a new information bookiet for parents of children without a diagnosis.
Please find more information about this study in the Information Pack sent with this
letter. If you would like any further information about the study, please contact the lead
researcher, Celine Lewis. Her contact details can be found at the end of the

information sheet inside the pack

Many thanks,

Name of referring genetic counsellor
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CARRIER STUDY

QUESTIONNAIRE

Dear ..

Thank you for agreeing to help me with this study. About a week ago you should have received
an information booklet in the past, giving you some additional information about being a carmier
| have enclosed another copy of the booklet in this envelope. Please make sure you have read
this information before completing the questionnaire. The questions are designed to help me
assess how ussful the booklet is, and get a better understanding of what it is like for people
when they find out they are a carrier of a particular genelic condition. There are no right or
wrong answers and don't worry if some of the questions seem a bit unusual. They have been
used in other studies and have been shown to be good indicators of how people deal with
certain situations.

Once you have completed the gquestionnaire, please send it back to me in the enciosed
freepost envelope or at the address below. | would be grateful if you could try and return the
guestionnaire to me within a week of receiving it

Thank you very much for your help with this project.

With best wishes,

Celine Lewis

Celine Lewis

Carrier Testing Study

Genetic Alliance UK

Unit 4D Leroy House

436 Essex Road

Lendon

N1 3QP

Tel: 0207 T4 3141

Email: celine@gensticalliance.org.uk
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SECTEN 1: GENERAL QUESTIDNS
The following questions are designed o give me same background information
Pleasa tick (v") one box only for each queston, or fill in the blanks.

2. Your age;

7. B your partner also a camier of the same
condition?

9. Do you orhiave you had any children 10, Are you planming on having any (more)
affected by the condition? children in the future?
¥ ES =5} z

[

SECTION 2: QUESTIONS ABOUT THE BOOKLET

The following questions are about the information bookler about camer esting tat you
received in the post {a copy was also enclosed with this questonnaire). Please ensure you
have read the bookiet before answenng the questons kelow.

Please tick (+ )ane box only lor each question.

1. Do you have a copy of the boaoklet? 2, Did you read §

435




2. Was the informaton relevanty

i el il

9. Did the informaton change your ideas
about something?

2 al'y
- =hy o
i RS e Wit T
i have any general comments sbout §

=1 4

Did it il you ﬂ!'l"ﬂ!‘lil'll._j newy

&, Dhid you feel overwhelmed with information?

—1r=r—r

10, Have you shown the booklet to anyone
elsa? (Tick all that apply)

I [P=rmer

I Iparends)
b o e

| i

= " des s "
= —— - - =F e
s ol o a e e hers




SECTEIN 3: QUESTIEINS AHOUT YOUR UNDERSTANDING OF YOLIR CARRER STATUS

Thinlung about your enderstanding of what it means to be a ‘carrier’, please answer the

lollowing questions.

Please tick (*")one box only for each question.

L. Tthink Tunderstand why Iwent tn genetic
counselling.

[ ]bc
! 1

notagres

5. Ifeel Ican make a logical evaluation of the
various options available to me in order to
choose one of them,

7. Tfeel there are certain things Tcan do
prevent the problem from reaccuming.

2. Tfeel Iknow the meaning of the problem for
me and my family's future,

At FOrE

4. Ifesl IThave the tools to make decisions that
will influence my future.

T My

T

1
i
e

6. Ifeel Ican make decisions that will change
miy family’s future.

AAaTIEnmeEs

SECTEN 4: QUESTEINS ABODUT HOW YOU FEEL

Below are a list of comments made by peaple about stressiul life events or siwations. Thinking
about your carrier ®st results, please indicate how freguently these statements were true for
you in the last week. If any item iz not relevant to you, please tick the ‘not at all’ eption

Please tick (v )Jone box only for each guestion.

.
[
|

2, lavoided leting mysell getupset when T
1_j1l:rughl aboutitorwas reminded of it

[Hotata

I thought about it when | didn't m ean to.

K- &TElY

4, Thad trouble falling asleep or staying
asieep, because of pictures or hought= about
it that came into my mind,

THotata

| P arely




[had waves ot strong feelings about it

I of ik

VD
4

1
i
|
[

13. Itred notto think aboutit

it
(-

—pr——

L Other things kept making me think aboutit

G, ]h1 d"carnrr aboutitc

-

[
[
|
L]

1Z. Iwas aware that Istill had a lot ol feelings
.ﬂ:nu: it, hr.::l didn’t deal with them

Farely
af

SECTEN 53 MORE QUESTIONS ABOUT HOW YOU FEEL

Please answer the lollowing questions according to how yoo have felt since recemving your
cammer testresults. Don't take too leng ever your replies: your imm ediate reaction to each
guestion will probably be more accurate than a long theughtout response.

Please tick («)one box only for sgach question

1. | feel tense or ‘wound up™

3. lgeta sortof iMghtzned Feeling as if
5nlil-.-*?‘u=1_1 &Mul 15 e.b-::uLlu happeﬂ

L sl 2njoy the things Iused o enjoy

2
F Ine
[




5. Worrying thoughts go through my mind

T T B. [leel a= il Lam slowed down
1M asqe=] I : " "

i T2 EMES

F X

9, lget a sort of frghtened feeling like
‘butterfiles In the stomach”;

=

11. Itee] restless as il IThave to be on the 12 Tlook forward with enjoyment to

N a good book or radio or TV
13 ngs O panu

is questionnaire and for your help with this smidy

g5 on the cowve
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LIVING WITHOUT A DIAGNOSIS STUDY
QUESTIONNAIRE

Dear ..

Thank you for agreeing to help me with this study. These questions are designed to give me a
better understanding of what it is like for parents who currently do not have a diagnosis for their
child's condition. There are no right or wrong answers and don't worry if some of the questions
seem a bit unusual. They have been used in other studies and have been shown to be good
indicators of how people deal with certain situations. Only one parent (or guardian) need
complete the gquestionnaire.

Once you have completed the questionnaire, please send it back to me in the enclosed
freepost envelope or at the address below. | will then post you a caopy of the information
bookiet. | would be grateful if you could try and return the questionnaire to me within a week of
receiving it.

Thank you very much for your help with this project

With best wishes,

Celine Lewis

Celine Lewis

Genetic Alliance UK

Unit 4D Leroy House

436 Essex Road

Lendan

N1 3QP

Tel: 0207 704 3141

Email: celine@geneticalliance arg.uk
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SECTEN 1: GENERAL QUESTION

7]

The following guestions are designed to give me some background information
Please tick {«")one box only foreach question, or &l in the blanks,

2, Your age: yEars

el

yrir] the Humber

5. Your level of educaton:
[ s ! 3 L I BYE
[ Level, FNL
| 24
[:'_'— L ORET L EgF=E =i, ¥ ALF eI0)
L IPref o answs
8. How many ol your children are altected by
7. Your ethnic background an undiagnosed condition?
1 Whit [ 1 Gne
f arbbean [ Two
| B | ] Three

L -
nrst

9, How old is your child (childrenYwithout a 10, At what age did their symptoms
diagnosis? become apparent?

Ferst child i : Frrsechul
Second chil

11 Do you have anby children not affectad by
the candition?




12. Which of the following stements do you think best describes your child's (or children's)

health or development problems?

-

hild e daiky Iifs {the ~h
|

Firstchild Second child Third child
¥ ] [ ] [ ]

f 1 ro1

L i 4 L |

& | |

SECTION 2: QUESTIDONS ABOUT HOW YOU FEEL

Below are alist of comments made by people about stressful life events or situations. Thinking
about the fact that you do not have a diagnosis for your chlld's condition, please Indicate how
frequently these statements were true for you in the last week. B any item is not refevant to you,

please tick the ‘not at all' option.

Please bick () on= box only tor each quaston

1. | thought about it when | didn't mean to

]

5. Thad waves of strong feelings about it
Motat all

1P arely

9. Itmned notto =ik abouf L
[ TNotata

2. lavoided Isting mysell get upsetwhen 1
hought aboutit or was reminded of it
[ Jtlotats

Ds
| pas

[ 1s

4+ IThad trouble falling asiesp or staying
asleep, because of pictures or thoughts about
it that came into my mind,

[ THotarall

[*

[ 10%=n
[ IMotatall
[ 1Somstmes
[

B.1 felt as ifit hadn't happenad or wasn't real,

—y i r—a
|
i

447




12. Twas aware that Istll had a lot of feelings
11. Other things kept making me think aboutit. abeuwt it but | didn’t deal with them

ﬁr [ Ins

u

ECTEN 3 MORE QUESTIONS ABOUT HOW YOU FEEL

Please answer the following questions according to how you feel about nothaving a diagnosis
{or your child. Den'ttake too long over your replies: your immediate reaction te sach question
will probably be more accurate than a long thought-out response,

Please tick {(+}one box only lor each questhan.

Have you recently.......

1. Been able to concentrate on whatever
you're deing?
i T

L y
F 1 I Py iial
3 g auseful partm 4, Feltcapable
thi things?
i 1 k .-._ 5 t I - a2
[ J3zmeas [ 7% 11z

| LESS el 3 - ] 2 usi=l

. Felt you couldn’t overcome your
ifficuloes?

L e I = T~ Y

=t ¥ T |
[ mare HYEn UEua & mo Uz
7. Been able to enjoy your narmal day-to-day
activiges? B, Been able to face up o your problems?
[ 'ore S0t - [ TMeors sothen usus
| = -
[ Barms aeT =
| L® ooy o 1z [ L& 5
Er SRS s A A i
[ L= ul X iada




9. Been [eeling unhappy and depressed?
F 1Hetal gl

[ re tha = o morE Sa :

[ han usua ] = thia Ti

i B 5 mra BN LSus 1R aths -, t | =

I N TOre Mar 1 18 - Hin i

11. Been thinking of yourself as a worthiess 1Z. Been feeling reasonably happy, all things

p considered? |
ARF [ TMuch fess than us

Thank you very much for completing this questonnaire and for your help with this study. I
hope that you have found itinteresting. Please retumn itin the freepost envelope or to the
address on the cover.

Celine.

f
.
L=
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UK

LIVING WITHOUT A DIAGNOSIS STUDY
QUESTIONNAIRE

Dear...

Thank you for agreeing to help me with this study, You should have received the information
booklet ‘Living without a Diagnaosis; Information for Parents’ in the post a week ago. Please
make sure you have read the booklet before you answer this guestionnaire. The questions are
designed to help me assess how useful the information you received is, and to get a better
understanding of what ii is like for parents who currently do not have a diagnosis for their
child's condition. There are no right or wrong answers and don't worry if some of the questions
seem a bit unusual. They have been used in other studies and have been shown to be good
indicators of how people deal with certain siluations. Only one parent {or guardian) need
complete the guestionnaire.

Once you have completed the guestionnaire, please send it back to me in the enclosed
freepost envelope or at the address below. | would be grateful if you could try and retumn the
guastionnaire to me within a week of receiving it.

Thank you very rauch for your help with this project.

With best wishes,
Celine Lewis

Celine Lewis

MNon Diagnosis Study
Genetic Alliance UK
Unit 4D Leroy House
436 Essex Road
London

N1 3QP

Tel: 0207 704 3141
Email: celine@geneticalliance.org.uk

L
Ly

4
4
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SECTEIN 1: GENERAL QUESTIONS

The following gquestions are designed to give me some background intermation

Please tick () one box only tor each guestion, or fill in the blanks,

L

3. our mania sEms

. ¥ our level of education:

= LA

[ Tiimiversity H Sc, PhD en
L d= 5Ty bR -
r 3 b

! Itk

7. ¥ our ethnic background:

[ Fut=
[ T&

the conditon?

2. Your a

8. How many of your children are affected by
an undiagnosed candition?

2!
i

10, At what age did their symploms first
become apparent?




12. Which ol the lollowing statements do you think best deseribes your ehild’s {or chlldren's)
health or development problems?
Firstchild Second child Third child

L] [ ] i

ftect an the ohil

- il the ould's tz ithe chid | | |
EQUIrEs SOMmME SUTpD cdd Eil NE3iy Care
£E |

SECTIDN 2 QUESTIDNS ABOUT THE BOOKLET
The following guestons are about the informaton boollet.
lease tick [+ )one box only for each question

1. Do you still have the booklet? . Did you read it?

—r s

4, Dhid it tell you anything new?

1Definitsly yes

5. Was the information relevant? b.

7.Did you find the information o wchnical? B.

10, Have you shown the information to anyone
else? (Tick all that appiy)

[ JRaranis
[ |
r |
L 2
JUmrer a2 MEMOErs

—r——t—
'
T

447




If you have any commens o fungs Tiat you paricularly disfiked sboutde bookle, write ham |

SECTEN

L

: QUESTIDNS ABOUT HOW YOU FEEL

Below are a list of comments made by people about stressful life events or sivations, Thinking
about the fact that you do not currently have a diagnosis for your child's condition, plsase
indicate how frequenty these statements were true for you in the last weell. II any item Is not
ralevant to you, please tick the ‘not at all’ option.

Please tck (+)one box only for each guesdon.

2, Tavoided leting myself get upset when 1
1. | thought about it whaen | didn't mesan to thought about it or was reminded of it

[ Bt st 3

i

4. Thad trouble |:||F1I'|'l':r asleep or slayig
asleep, because of pictwres ar thoughts about
3. Itmed o remove it from my memaory, it that came into my mind

[ IMorat all o At 5




7, ]

. Ihad waves of strong feelings about it G. Thad dreams aboutiL
[ 1Mot atall

i

i1 B. | felt as if it hadn't happensd or wasn't real
"
- 'Il_' :.

meFes | [Somedms

S { ften
9. Trmed not to talk aboutit 10. Pictures aboutit popped inte my mind.
[ T i [ JMotata
=. [ 1Rare
[ e [ Jsomes
| L En

12, Iwas aware thatTstill had a lotof feelings
11. Other things kept making me think aboutit. about it, but | didn’t deal with them.

& o o [ Natata

[ ip
!_ b i

| -_ i [ Comal

f=n [ 1Cf=n

13. Itned not to think about it 14
it

! ; of at al _

[;*: shme 15

[ J0fen Ofee

SECTEN 4: MORE QUESTIONS ABOUT HOW YOU FEEL

Please answer the following questions according to how you feel about not having a diagnosis
for your child. Don't take teo long over your replies: your immediate reaction to each question
will probably be more accurate than a leng thought-out response,

Flease tick () one box anly for each questian.

Have you recently.....

1. Been able o concentate on whatever
you're doing? 2 Lostmuch sleep over worry?

i
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Felt that you are playing a useful partin
things?

o S, =
| | rEg &0

T
al
=
1
| Eapa &g SR

Been able to enjoy your normal day-to-day
chviies?

T wg
-

|Mars =g thar |
15ame

[ s

E IMuch teyal

Been feeling unhappy and
Jnetal af

i

i s T T

11. Been thinking of yoursell as a worthless
personi

4, Felt capalbile of making decisions abouy
things?

| lLe=ss sa fan usta
[ JMuch less so than usua

6, Felt you couldn't overcome your
difficultizs?

8. Been able o face op o your problems?

f IMore sotignusas
| 15ame JEUE

|_ 'I 5c 7 113 15 4a5]
[ TMuch JELIE

10, Been losing confidence in yoursel 7

1% Been feeling reasonably happy, all things
considered?

Thank you very much for compieting this guestionnaire and for your help with this stody. T

hope that you have lound itinteresting,

Please return it in the fregpost envelope or to the address an the cover.

With bestwishes,

Celine Lewis
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Dear

Many thanks for completing the questionnaire. Please find enclosed the
information booklet. | hope you find it useful but it would be really helpful for me if
you could give me some feedback, letting me know what you think and ways that |
could improve it. If you would like to do this, | have enclosed a short
questionnaire.

Many thanks again for your support,

Celina

Celine Lewis
Genetic Alliance UK
Unit 4D Leroy House
436 Essex Road
London

N1 30QP

Tel: 0207 704 3147




GQUESTIONS ABOUT THE BOOKLET

The following questions are about the information bookiet.

Piease tick (') one box only for each question

1. Do you still have the bookiet?
[ ]Yes

[. ] Na

[ ] Don't know

3. Did you ¥ind the information:
| | Very useful

[ | Moderately useful

[ 10fno use

5, Was the information relevant?

| | Definitely yes

[ | Possibly

[ ] Not really

[ | Definitely no

7. Did you find the information too technical?
[ ] Definitely yes
[ | Possibly

[ | Not really

[ | Definitely no

5. Did the information change your ideas about
something?

[ ] Definitely yes

[ ] Possibly

| | Not really

| ] Definitely no

2. Did you read it?
| 1¥es
[ ] No

4, Did it tell you anything new?
[ ] Definitely yes

[ | Possibly

[ ] Notreally

[ ] Definitety no

. Did you feel overwhealmed with information?
] Definitely yes
] Possibly
| Not really
| Definitely no

———— W

. Did you find the information too limited?
| Definitely yes
] Possibly
| Mot really
| Definitely no

——— = 08

10. Have you shown the information to anyone
else? (Tick all that apply)
[ ] Partner
[ ]Parent(s)
[ ]Children
| Sibling
| ] Other family membars
[ ]Friends
[ ] Others [please specify)......
[ ] Moone

452




If you have any comments on things that you particularly liked about the booklet, write them here

If you have any comments on things that you particularly disliked about the booklet, write them here.

If you have any general comments about the booklet, please write tham hare

Lo

ol

F
L
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Study title:

REC raferance:
Amendmant number
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GEMETIC TEGTINDG A U0 S0 SOsiAfEFRS ORIGINAL ARTICLES
Voo 14, Mamber &, I8

@ Sy A Lietest, bic

P 1-0

D0 . Vo e X OO

Living Without a Diagnosis: The Parental Experience

Ceane Lmein! Heathes Skifon’ and Rey Jonos”

Ainr; The arim of this stody was o explore e permial sxperiesces of miing a child withow a dbcgoesis. Method
Chmlifathve sermistroctuned terviews were conductsd with 1 punenis recrunited thirigh a barge Begioml G
netics Centre in the United Fingdom. The inberviow guide was desiymed @0 exsmrsioe beues ook a5 when and
why parerds slarted searching bor s diagnomn, whedher they wone stilf senrching, mod what pay Turicnal issimws
bad wrigon ze 3 cesall ol ool baving o dibprewes. Dats wore soalyeed vawng thwe Cooonded Throry weiivd
Eesailbe The parental exporicrsre can be viewsd os » joumey, which emprises o e distinet compunents the
I, ersotional esprerersne and the outer, socinlngical evperionee. lssues thel corrprise the poniional jourmey
mrhinde the realiration thal thrre i a problem, e experienor of bsling, rowsores fue wanling & djagnoss, fhe
emobional mrpact, and sctive coping mwe Haniems. Social msoes include the experiencn with }\rpd,_-a_—'.h:uh. thi=
virions support retwiorks sotessed by parents, and lssies sach o eslucaiion sl hunsulrgs, The issue of ris
tration was one that oocuwrred thmeghout the joumey, Cesdution; Although some of the esperiemnoes dis by
parnts. are chrmnu to fmilie misiog 5 child with & disgrosed condition, Inck of disgresls sdds o Liver o
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ahout . " (Jalia}

Eonidng i |ndorsseibin. sttt or by peklog with
wribher purrnta, was nmciier COPANE BRIy Taterss oxaplopnd
D emoalhe wbut vt e @ high sk of Diswn sy
My o Aok scam deared honr whe “apeend frat weriend
nlking & molmgnes sl workes] woth knd: with Pyeen’s,
Iﬁkhgﬂllrbjr_-dnmhlkhmhuh: ahuma
Liwm symadromie, geiling o d e 1 essalil® (Almrm)
ﬂmli!_r- hywl‘nl‘.“lrl-l-rﬂﬂinlpni w by plying an
i Toly I eTEIriNg APPeopticis care, testmest, and ser
whoes srese it by smrvicr prerviden. by porrets wee bewe
b2 ke ceratrnl ol fhe piluation aml i e, Al me e
" gbhgier™ o thetr Fildn cave. e, therr werrs many
rxemples of paseeris haying o prsh or lght b servioes smd
Wiy,

“Wonn b foy proady. yyms harvw 10 32y whulf's Fapesning aoed
yois have b ghame peoplie. . snd poul e e petfing W &
o ke yomi're like T wlon't care A | apset yom now, my
childron e thermnd you doo't . T hnd b b 1o Be thal
manry o] péssoan * [Ltasral)

The socioQon Fnaeey
betweem modical armd pasenis wom om the whisls
pondtive, Wil sncst paeviis feeling U there wies » gocdd fine
off commmumicaiion maintined end suppor: provided. Ined
dithooy panmils wandw] o e soiive pasticdpants e diags
moiic process and fef e modice] tessm scknowiedgad them
% exparin on thoir chill's condition, &5 highliphiad by one
oot whes kel abe el e be "ring up end say ey
chick fhis en the datnbese” ™ The experhimor wan lem ponitive
when, if oot commonlorsion between, headth prokeszm:
als Tveo parents fonond uk Bee wous b Leck of soommanlies-
tlary bty e dallaby, ord offien i was op s S b bep
the reclical sesew Efomend of fesd messills and sy specislise
wery gwe fhe last spptnbteel. A hercher Do thad e
porticubarty frambratiog for pasrels i e nend s ooty
repeml their chikd's "life sory” bocnee of thee masserov dif-
fezend mpecialivts mvnlved! in Baeir chied's cure, i e lack ol
TR in helvwron fum

“o - yim pre-plways geikng everything sgaim and oo just
ik wiy can'l wou o open yuier notes And ol wehet in
el o v S § bawe bl mi hﬂniﬂlwﬂd;
e | ko meak et e Sl vy i, vl S o o
rustrating " (Donns)

Thar impestieree: of support e sdvios o prodesimaly
#tach 2z healih viaihes, sociil suppon warkers, and helsing
ofileess wme evideni [rm elerviven” oumments. The

suppert shoul S inchaling oo poreeies el
prlayprouge, s diabilicy bewrdin b scme ooy the hezlth
wiitor fad aclopacd 8 "ly worler” mie by ewesing il
braith profesimal werr bept uptode with sz ond
lﬁﬁnm-dkymlnln--mumum
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“Pam my bemlith st ban been amalsolobe ok eemae |
ey Py i olber preabiomss not jusd srith Chelie but with
Letmh, fin ellider misiery, watiogy disondery and fhings e thal. So
shat s haen seally bwnbved in mp whole famdly netwad ®
(Samanitha)

Ot spwnckilishs wing wrre see Io gy an importani e
b cidend ghe seppo wenrkoes, fhe hewckng afficer, nmd sl of
loom] pastseries did plasgnoupe.

U negativw aspet aunoemiing. profrssiomals that wis
srwiblonied s the high fusover ol suall, One woman oo
erenied ot Yoo anily sver s the some presn” Sally)
Anottuer parenl was b very foarful of e trersidon to.a e
sy o prrvdessionals thal would inevimbly happen soon, 2
b et vms abonsl b b 5 peais ol

iy it s ook Parents found (il Davingg o child wilh
i ettty plarel 2 s on Bwir pastomihp. Tor ol
frrverad that becawsa they were consmndly died, ey rerdly
went el and spent e hggeilser, Twew aouples scknimd-
ald that they arpond more e 8 el of e stres and
woary of locking afler & child with spacal nenle Un e
e, vy fimom] Hae e Gisnily oembers wene wory
mtpperrtlse; bumeser, theee were smamples ol Bmily thembers
beanyg wissiporine acid ineensitoee, One mobhey doscribed
her mister s trealeng bey son " a8 socood class dtiam

Twes moibwers commenibod Bhat e fiae veaes they haed bofln
o & network of frlends who sl had children with special
neecls. Oremolber commented that "you find whes o have
special moeds chlldoen swest ol yionsr fremls have gt special
meeds  children horaose fhey aw o pese urdersanding”
(Loara) She Bad also found thal fhere WS B certain stigma
itmchend do burving  chil wish sysecial esscls, smi thal most of
e i Briverats odicl ned “wwast tn kv Wi tomy et davwibeed
o parties or things like that™ Terends had’ snade frmsds
thrrgh seirierics, sclyoils, sl jratient mzppost grops

Bogepentt gronps, chult foreeia sl dee Inlemes wese further
places whete parenis b [oamd inbeomation and suppore
e fadlew prepinendedd hal chal Fovame wone griid phl'n 4a
searicve infrrmation concrening fer bmportend daydn-day -
mRs one mixht not recelve from specinlias. and sopowrt
proups and. other choarfiahle eganizsgons helped o su
e by providg sosjste (ere amd fosding eqpopmesd
and trrvel, A rrmber of paneni, however, commenbed on
the sk of muppaon grups spedficily for lmibe withoo &
diapronia

Alihorigh 8 was natursl foe proenis b womié e mreck in-
1'|.1'rma1i|mhiu'|\:iu‘.‘1h‘. ANy ;wrﬁt;ﬂ;drﬂ:hlw PRy il s
o scare yoursell while seaiching fir informatam midine
Cowrmmwenhs merh 4 "yossend s peetoifisd.” " fresks yoo ou
wnd *T wienl on lime whidi b o dengeyoss thing o do” were
made whaid Boarshing on e Dby rut

Cihuragicsy, mull‘.ﬁlulmn. hm.lrmr-,:_ ol i ey Schaoding, was
ety deiotient and, somelines, problemetic b Jir parenis
wiith somse parribsurmiete shethir e chikt sk b betiey
ol ki special needs or mabmstrnem scil For bwn penmt,
e conceyt of “dnal placement™ was patticuledy speealing,
whergby e chill] spemds pa of ile e @8 Bt e
schwnl srad patst ol the fene it & spwcind preds schood, Celling
srces 1o appropriate schooling wits anciber urdhe e seme
porenis The difGubiies pewscinied with getting = siabemen)
worr Meniione daring e iderviews. The protes witd su
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Nusrygy anrnell Dandver Leoinm duon it emertheer thuel by (e el ol il slboe dunsd
“hat wock bhodlom ~

The =i of emplvy/menit wis frecuently rrmnd. dunmg
Anbevlbten. For msifeers in ;\.‘-ﬂimhr. i'm.r'ng a vhidd with a
ahlsalslity had sn gy on fhetr ahifily W work. Five mothers
boad im0 givin wp wowrl e @ pessdi o thedr chdkd's. canditinn,
alllwsimgty twnis hacd pone back 1o work o thelr childeey huasd
endrred fuli-frme edaiion.

Tve htiad T or 3 thrus i o back o work Foi s heaben mie
an e el and s Bhee OK T om't do this ™ L‘_'p.rlly

L ot bowmcd Bt her son's covstant. appoinitnenis
st Bl wopswery difSouil for her lo cotrmi tosn coployer
Another haad decided b go part Lime 30 that she wouid howm
e (v i pusechead fos kalr Tew sen o howpitl appobstments.

A ey of parfcpents decissel jssies relabnd w
hmming, particulaly e bk of suslable haning macds
wrufiekie by T amrwl, witih was paricslaly bastrateg
or parnis Choe: maliser pemarked that ber councd was s
willerg o spend memey sdepting the hrsuse beouuse she had
o disgresis

“hr s coming wp & o and e 1 sl runt w.-.l:hug_ )
emything. The bedromm ks ugsfains: and e i shatfng o bed-
woriry el ih Bl aiaten; e H:rymuyhgﬂmﬂ\qwm‘tgn:u
oy B bz they say “wrell iF we do tla) and spend
CRLO00 Ehemy i i rmeongnes he miph be walluing and it will boa
warsle of mnonay”.” Sl

Discussipn

The Fndings from s deukysks highlight the mam eme-
tiemal s social leoe that, oo Shrmaghon fhe foumey
underiaken by punsily on their srin for o dingnosts. This
ey man b versnid s 6 osrees of waves, or Thigh ™ and
“hvwn.” Thore were the amociated dilleultGes Hhad |.|.'|J.m,; n
chilid with a nondiagnosed condithon pusoil. mnds e e lack
of Informabion abott the fotore 2l problems i sguining
appropriats heesing s sducation, bt there were sl pros-
ithve iperienaes, sack e e siippoctivencss of proksslionads
and the joy thekr child had byt b flems, Thes ey, o
“prmablowinl rodloooasier” as sy parrnis described L was &
umifying feture of ] the experienoes docusssed

D af the maein e Dl weaies s may :Ihlw..y‘!h-“l il
Fmdings s the mwsoe of frestathm. bn dact, the e of frus-
brstion: was also fouwd 10 be an isase experinoed iy e
wiill mulimgronind syileomes e similar sty conducied m
e Uraised Sentes {Resamrthmd of af , 20011, Yot Frualmibion & ol
e e enpierienned ondy by thess witkwuot o diagnesis. (iher
st huave shewn that frestralion oia ocees when pererss
o barve & diagrosss (M of ol 200; Wienmick and Fadlsseom,
T Dy of o, 2009 Thenderam o of, X037) Purther. &
s of ofber tindimgs from this study, Incheding the ma-
sows pivern forwanting & dlagnosis, tht actiee role ol parents
play in managinge s and tristre fir thelr chilel, and tha
melerral diffculiies B omwesting oiployinasn espectatione,
were papererred smniber sndies i owhach b chdld ded hase o
drgnosin {Yoang o ol 200 Humemdiinok o Pullocs, 2006
Gireen, TNTL Yied, Bhitns does appeir bo be ore key differenoe
The dliffiruliles iescriised in standivs wiere pareids did havwa
Lius.-u:u.lt an rr'u:lhuil:f sociofogaeal conaiminin Hiowever,
iy Of the difficndties in thiv siidy oe emotional stress, o
= e (30U eyt fherm, “sabjective burdene™ As well 2
eperiencing socielogicd] bunbers, penmis in e sudy oy
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el crgping prechalogyenl swars, sraikerdy e Je
Brulty of chwsing So werms sith ol Baving @ oo iy,
which periwlusted 4 beeliog of beng oul of comarsl. Thes
wemticesl distress i purficader sy mulbe the sxpevienee of
ey 2 chid wishout s dagreeds enagoeiy dSifiet

Prutetsts visad & remeibeer of diffeeont eogaing mathods diering
wir oy Lhn-:-:‘.) woes] v “mrdarmabion k-
ing." = praciive gy i fhat s il tha
"Emserng” -q-hﬂnmdnrﬁMJthﬂ'm
Furtherr, may of dhe pasents i g sty Soukoam acnies mie
i ogeaiing itvedr chdlil svewkved agrpeopTisty cere and suppoe,
tried Ao prmme i o posd e i st and asoopt ihe st lon
forping Eehavion edhond i the fnadings of Rissrdhal o af
{2MLY). Tewwe sorabegies are similas i the = probime-foomsed
coping” and “eontioral- force]. ORE” Snleps wend by
people 1o cope with 8 partoulis sluation, s docribvd by
Lazasim wud Froiloman {19641, Parmite appearnd jo sise Both
Il-l:mmmﬁ.r-rrr rlm'n-hTI'F:nph‘
with thede snation, yel furtfr- guandilative sesoech would
b vl iy st Ly Doy,

Albwngh ol parerts sy il searching Sor 0 disgnoals,
o irmpoartnee placod on finding A diagross vazied, with fve
pustersy imwficating that for thes [ v no konger Hhedr main
ety Yet, i e parerds. e peychologioal trorden of
Niving be 2 slaie of wrrersnimty send the Lacke of dontol thy bl
irerr ke sitian i s neisch - agrpedend, Theess jrar-
stvin sppemred o be moee mativaded i smnch ine ortaingy,
mpul they had o kewvr il For smbdguity, o cognitive
imutivatinea] fated dhescribed lpn the By o e rewd for
copgrdbioe chmoie (Wielsier and Kruglansii, 1954) However,
althamughy the maportly ol paseees iho atted genetic serviom,
becassp their child has bmaming seesls sod
iy, ] bee sasrrhiimg for n dEagomin, hebwwen 0% and 5%
dhe ek merrn s (Dhaily of w000 The et oo, sond fack od
muhtr.uhﬁiukmhmehmmﬁumlhyph

disgraix i b always achievable f parerds do nol fave
rmpealintic expectations. i may be hefpfol, therefore, o do-
—Mmmw;mmyhmw
ghve pasone an clartom st b maee malistic and mise
Bekedy foh b satisfied (Shirkon, 200, Pamndn should alio he
oAy That even withent o diagnosia; Bunie child should
ety oA lrmabmerr, mnd services fhat o Snilored s e
tabe, smwd ot vy iliapncmts shencld ot stoe their child
e reschiimg hwile faall prrieniiod
Poarets by bl w3 porbessional fuiach 250 bemlith
vising} wher consndibed tor lacilllnbed aorms o e
servivrs, and providiod esmolinnal end sacl] sappoet found
fhin dssmumes fa be oxtrmndy waluable, i mddfbon, el
vesl rodionaldy b treumetle, with beeer in
wuzmnes in which ey ad by “push™ o0 "lighd™ fur ssrviom o
sppotnizenta. A ey of ol Undiud Kirpdom shudies
wndl reporty sssemsing e bmpary of & ey wrker heve 0
pﬂmh.m&*mqﬁ.mnwﬂi,m
CGrono & ol M08, Alfed s Milier, J208), highlighi-
Lo Bt raeed oy and immpertance (2 # by worker progsem
o ey ol Gl with dpebdiiles, priratity. Yo
with mailtipde sytadroeoes,. i Bee Linkisd Kinguiom, shucies
runbinding e bpacy of & ey workes progoam e
ot P brrsdinied froen the ooty infoemendlon, e
cually shomt edscniber el selal ervioes, snd peotionsl

sy prrrvicknd by e cosemaily Bnk e Commilnsby
CErY aiei SUpCutticg: lndiae with cmr planvieg sml review,
epeaking vrvhehalf of the femily when deeding with wrvices,
rmbiating Twtwesn schook and bemillies 10 leckle

anad by reaniow serabidee o con benlinsies e, el F'nnlp‘
bl and scppert b o orinis s hurther ssee whene e roke of
G lary worhers conilil b enpanded, I heaiths wisiion e e
mosl Apprupzisle prodwssinsl ke paovicds this servicr, 8 s
rpearized M they peceve the appeopriets Taring s semable
By & orderstand arrricr wees’ pela previde peychn:
logrx! amil indormational ssgepert. eml scere levind ser
wiees i o iy mznne . Porthe, commsinity besith sk
st i ey weitings, but the background amd actial e
sy ey from commiry o comininy o dven siale 1o ctade The
by wruwiary i anch s st b b She professanal b b best
placesd o be dlfectier and g seorptable in the family, -
pardies of scti] Ntke A Burther Gofing from thiz shuly was
el witho w dingrosis ey panents felt these waes no -
proprlile syt proup i oontat Howessr, 8 pumbvr of
erganirsfon in the Unitied Kiogdam, s no Uniges and
Cimtart o Famdly, do cater v parents without o dingpramis.
Closciers am Fealdy wawben sl b6 b oware of Thees
eigaizasore w fhal ey a0 efieciively slpnpost parents
tivward them.

Mumermis simievitios bt methody and leoiings =
Ieberilind Potwmm (s stucy and e Dersiah ;
anid Sho, 006} and Amierioin (Ressatbhal of o, 201 ) stucdies
Al threewre quaiitative dhsdies bwsemd o semiseric ) b
edeprels krserviewn with porenis. Howeses, in S Dierish uudy,
half the paren ilisl harve o Alegnosi o Swir chilFs comndi-
thisex. Sigrailes penncers fov wadling # dlagswnks wene fmnd in
Ehin sty moed fhest pomcsted i G Unifed Gstes. Thess in-
chiubedd wamsing, infremstonstane e child's prognesis aml
wnlioy & "lebel® 20 3 way o help viher omlersiaef
[l chalf s crwul i Finwaever, pronenta o/t senttal ol
plucly sermwsd move comenmiesd with the ks nf reprosiuclive
ik oy wm Fvizbant b o Bodiegs This my b afinbaed
1o i = it i ooty wialinggs o (e aifociedd chilchgm s
it Amevican siudy were ol or reaching repeodiactive age
Parrirls &0 al] ihree shufies fownd B emotioeally difficuls
copmng, with an warrialn b hesrer Hie thie shudy,
mane of the pariiripanks in e sady lry Bosenthal o of, il
ihat their nterwst i o diagnoeil had dawimished over Lime
Thartr wes an il Sl v witha dizpesls, B
wuaion wimk! ool sobstantinfy chenge. Stmilar o our
timings, Fiwenthal of af, found St porends had o fight i
s services, wladbeg wecrioy ferem school districts, er-
Epetic servies, o sebarvw equipment. This favan wae not
evichnd & e Duisvish srocy, powsibly becusse s aren wis
il empliyed o prerhinps ocakiss syvices and egugmen? e
e paally accessihle amd sraflable in Desmack This i an
e Ehand v ] e e Sursher sesearch. Usof problen-
tracinest sul wewntionei-focumest coping, strstegies by purart
wres evickent ocross-all throe stiukies Liler our seady, Cuzue-
e wnd Shaow bighiighend fhat parmite smiphl rfoemmation,
Fired verwr ali%i, soughit sockel seeppent. e trimd fo (o an
e poster. Similacly, Rosential o o finnd that papmis
werre BCTHE U ermaring e R rectve) nppeopeisie s
wived, waniesl s wesch infiorailion m possible, had amme e
vl e weay ke chikl was, eed wnnbed by et odler
prarrmin whess chiblnm weer simnlbe o Beis awrn, Snbessg-
ngly., e termn “Truntration.” o cesetie e in our fouiags.
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vany amd cormitil dioy, whial fhey Uk fdislibe, sy Realih
ey Rater, i, These oo be takes bl ap-
i ame o kel way ol passing on trdoe-
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srammiabies) offer much hipgharr dimprastie ylelds o varkous
hpes o chrnmoseenal aberretons, wilh evling kechmiques
truae efficint ot i submboroscopdc delntions and dhe-
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[0 rarjn;'nh ed Enpeale

Limitadions
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Appendix 43

ORIGINAL HESEARCH

Can We Make Assumptions About the Psychosocial Impact
of Living as a Carrier, Based on Studies Assessing the Effects
of Carrier Testing?
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