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Implications for rehabilitation

e Little is known about the lives of girls with Rett syndrome in China, a genetic
condition associated with severe disability.

e Most girls experienced home-based care with limited access to appropriate
equipment, education and rehabilitation.

e Limited information and discrimination and stigma from some community members
reduced families’ abilities to meet their child’s needs.

e Greater access to health, education and information services in China should be
supported.
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ABSTRACT

Purpose: Rett syndrome is one of several genetic disorders known to cause severe
intellectual and physical disability, mostly in girls. Girls affected by Rett syndrome appear to
develop normally in the first six months of life, after which the usual clinical presentation
comprises regression of communication and hand skills, the appearance of hand
stereotypies and impaired gait. Intellectual disability affects more than 1.5% of the
population of children in developing countries yet we know little about the daily lives and
support services available for them and their caregivers. Method: This qualitative study
explored the daily experiences of 14 mothers and one grandmother caring for a child with
Rett syndrome in China via telephone interviews. Results: Participants reported a lack of
education, rehabilitation and support services available to them. Limited access to
information reduced families’ capacity to adequately meet the needs of their child. These
gaps were further exacerbated by discrimination and perceived stigma from some members
of the community. Conclusions: Additional support services and educational programs at the
governmental level can improve the quality of life of persons with an intellectual disability
and their families and programs involving community participation in the care of people

with disabilities may help to address discrimination.
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INTRODUCTION

Approximately 1.5% of children in Western Australia have a severe intellectual disability [1]
and this proportion may be higher in developing countries [2]. Differences in definitions,
methodology and population surveyed make it difficult to provide estimates on the overall
prevalence of intellectual disability in the developing world [3, 4]. Higher prevalence may be
partly attributable to increased exposure to risk factors such as poverty, toxins and
malnutrition [2]. Investigations into the experiences of families caring for a child with
intellectual disability have been conducted mainly in developed countries [5, 6], with few
studies in developing countries [7]. In each of these studies, support services were
considered valuable and their availability was associated with advantages for the child with
a disability and also for family functioning [8]. It is therefore important to understand how
families in the developing world care for a child with intellectual disability and the support

services available to them.

China has a population of approximately 1.3 billion people and is one of the fastest
developing economies in the world [9]. Even so, nearly 39 million people there live below
the poverty line [9] with an unequal distribution of income across provinces [10]. Traditional
Chinese beliefs perceive disability as a punishment for wrongdoings from a previous life [11].
Therefore, persons with a disability and their families may be subject to stigma and
discrimination [12]. It is believed that many children with an intellectual disability in China
are not formally diagnosed, receive very few services and their families experience financial
stress in caring for their child [13]. Information about the daily lives and support services

available for those with an intellectual disability is limited.



Many of the services required by children with an intellectual disability are within
healthcare and education systems. The current education system in China provides limited
opportunities for children with severe intellectual disability [14], although these children
often receive some healthcare services [15]. The Chinese healthcare system is unique in that
it incorporates aspects of both Western medicine and traditional Chinese medicine (TCM)
[16]. TCM is based on the concept of gi (energy flow) and commonly used treatments
include herbal remedies, acupuncture, moxibustion and massage [16]. Clinicians in China
often study both Western medicine and TCM, although the level of training in each area
may vary depending on the clinician’s specialization [17]. Rehabilitation services often
incorporate TCM together with approaches commonly used in developed countries, such as
physiotherapy [18]. TCM represents a unique facet to the experiences of families in caring

for a child with severe intellectual disability in China.

Rett syndrome is one of several genetic disorders known to cause severe intellectual and
physical disability. It is caused by mutations in the MECP2 gene [19] and in a population-
based study in Australia, an estimated 1 in 10,000 girls will be diagnosed by 12 years of age
[20]. Girls affected by Rett syndrome appear to develop normally in the first six months of
life, after which characteristic signs of the condition occur, including regression of
communication and hand skills, the appearance of hand stereotypies and impaired gait. Eye
gazing is used commonly as a means of communication [21] although some girls do retain
the ability to use words following the regression period [22]. A video study using Australian
population-based data (n=144) has found hand function skills ranging from no functional
hand use in approximately one third to a similar proportion being able to pick up small

objects [23]. Hand stereotypies such as wringing, mouthing and clapping develop in almost



all girls and women, with the number of different types of movements and their frequency
decreasing as the girls grow older [24]. Population data from Australia has found that nearly
half the girls and women had never learned to walk [25]. Rett syndrome is also associated
with other co-morbidities, such as breathing disturbances, scoliosis, epilepsy and poor

growth [26].

The International Rett Syndrome Phenotype Database (InterRett) was established in 2002 to
collect information from families and clinicians to facilitate collaboration on genotype-
phenotype studies in Rett syndrome [27]. To date, InterRett has information from over 2000
families in 53 countries and this is because of strong collaborative ties with clinicians and
family associations around the world, including China. All families from China participating
in InterRett were first ascertained by clinicians at Peking University First Hospital [27]. This
gualitative study describes the daily experiences of a sample of families living in China with a

daughter diagnosed with Rett syndrome and who were participating in InterRett.

METHODS

This research was approved by the Human Research Ethics Committee, The University of
Western Australia and by the Department of Pediatrics, Peking University First Hospital.
Participants were recruited from the InterRett database, the inclusion criteria including (1) a
confirmed clinical or genetic diagnosis of Rett syndrome for the child [26] and; (2) that the
caregiver had a good command of written and spoken Mandarin (Putonghua). All study
materials including interview questions and schedules and consent forms were translated

into Mandarin.



Sampling was designed to capture variability in life experiences [28]. Potential families were
divided into sampling groups based on the child’s age at the time of recruitment (< 5.5 years,
5.5<10.5 years and >10.5 years) and distance from Beijing (< 500km, 500 < 1000km

and >1000km). Three families from each category were sampled at random using sampling
commands in Stata9 [29]. A second sampling for families with a child older than 5.5 years
and who lived >500km and >1000km from Beijing was required as nine families in the first
sample either declined (n=1), were not interested in participating (n=3) or were not
contactable (n=5). The second sampling yielded one additional family, resulting in a total of

14 families.

The Australian Rett Syndrome Study aims to develop and maintain an ongoing population-
based data collection for research on the genetic and clinical characteristics of Rett
syndrome as well as its impact on daily living [30]. The study has a Consumer Reference
Group - a group of parents with a daughter with Rett syndrome from around Australia who
meet by teleconference to provide a consumer perspective on research directions and the
methods being used to undertake this research [31]. For this study, an interview schedule
was designed in consultation with the Australian Consumer Reference Group and
subsequently piloted with three Chinese families who met the inclusion criteria for this
study. Both groups provided input on the appropriateness and comprehensiveness of the
interview questions from a family perspective, with the latter group providing additional
feedback on cultural sensitivity. The interview schedule included questions on the functional
skills of the child, educational and social experiences, and concerns for the child’s future. All
suggestions received during the piloting processes were incorporated into the final

interview schedule.



Following recruitment, mothers of the affected child were interviewed in Mandarin via
telephone. Tape-recorded interviews were conducted by FJL, a Malaysian-born ethnic
Chinese with background in Mandarin, and lasted between 30 minutes and 1 % hours.
Interview questions were guided by the interview schedule although the sequence of
guestions changed according to the flow of conversation. Interviews were transcribed in
Mandarin, including breaks in the conversation and hesitations, and were then sent to
parents for checking (member checking). The final transcript was then translated into
English and translations were reviewed by one of three native Mandarin speakers to ensure
that cultural nuances were maintained. Over the course of the interviews, the interviewer
kept notes on the questions and topics discussed to improve technique and thus the quality

of the data.

Analysis

Content analysis was conducted using data from translated interview transcripts and the
interviewer’s notes. This process began during data collection and continued after data
collection was complete. Data were grouped by the content area of the question by FJL and
then read and re-read to gain familiarity and form initial ideas of the data set. The
researcher then coded recurring words, phrases or concepts within these areas, and
integrated similar codes to define the key themes. The themes were marked within the data
to allow further reflection on each thematic decision and either confirm, refute or modify

the original interpretations.



RESULTS AND COMMENTARY

Of the 23 families contacted, mothers from 14 families (61%) consented and participated in
the interviews. Six families lived in Beijing or in Shandong, Shanxi or Hebei Provinces, all
within 500km of Beijing. Eight families lived more than 500km away from Beijing and were
from Henan or Jiangsu Province (500-1000km away); or Guangdong and Guangxi Province
(>1000km away). Seven families had two children and in all but two families, the child with
Rett syndrome was the eldest sibling. One family had dizygotic twins, the daughter was
affected by Rett syndrome and the son was unaffected. The other family had an unaffected
older son and the younger daughter was affected by Rett syndrome. Ten families lived in a
city, three in towns and one family in a village. Age of the mothers ranged from 28 to 55
years and 12/14 held post-secondary qualifications. The girls with Rett syndrome were aged
between 3 and 18 years at the time of the study. Individual family data are shown in Table 1.

A summary of the identified thematic codes is presented in Figure 1.

“My greatest wish is for her to be able to take care of herself”

A large part of parents’ recounts about daily living related to their daughter’s functional
skills, in particular relating to walking, feeding and communication. Of these skills, parents
placed most emphasis on her ability to walk. All girls except one were able to walk
independently or with some assistance (Table 1). The mother of the girl who was non-
ambulatory described the difficulties in moving her daughter around the home. For the girls
who could walk, families tried to maintain their daughter’s skills by taking her for walks to
the park or around their residential compound at least once a day. One parent said that she

had previously used a wheelchair for transporting her child but that it was now too small for



her daughter and she has been unable to buy a larger one. Other families said that it was
inconvenient to take the child out as she was getting bigger and was too heavy for her
grandparents or parents to carry over distances. The majority of the girls were said to

particularly enjoy going out to places that were bustling or “renao”.

“She can’t walk, and she can’t sit anymore. Usually, she just lies on the bed. It’s only
during mealtimes when we bring her down and sit her on the chair... even on the
wheelchair she is sometimes not really stable, she keeps slipping left and right, that
kind of thing... she can only sit for a few seconds before she falls... basically she just

lies in bed.” — Mrs. L

“...someone suggested that we bring her out for walks everyday. That is to say, it is
also training (exercise). We try to, we cannot not care about her walking. If she can’t

walk, it will be more troublesome, right?” — Mrs. D

Hand function, particularly in relation to the ability to self-feed was also of concern to
parents. Only one parent in this group reported that her daughter had some functional hand
use. This girl was able to take bread and milk from the fridge although could not extract it
from the packaging. Nevertheless, this child needed assistance to feed. Parents in this study
expressed the view that hand stereotypies prevented their daughter from learning to use
her hands purposefully. In particular, hand stereotypies that were self-injurious in nature,
such as hitting themselves on the head, were particularly concerning. In some settings, hand
or elbow splints can be used to reduce the frequency of stereotypies and self-injury, [32]

but this occurs on a case-by-case basis and only if better function is demonstrated. The
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parents in this study said that they did not have access to such equipment although one

parent had tried to make her own form of splint.

“She hits her head, claps her hands and also puts her hand in her mouth... | use a
paper box and make a tube-like thing from it, make it heavy by hanging something
on the paper tube, put her arm in it, and fix it at the elbow area to prevent her arm
from bending, so she can’t hit (herself)...we can only limit her, try to allow her to use
her hands...to stop her from harming her hands. We want her to stop hitting

(herself), it’s very hard for parents (to watch).” — Mrs. D

“If only she could speak and express what she feels in her heart”

Generally, parents felt that their daughter understood more than she could say as has been
observed in Rett syndrome [33]. Some girls and women retain the ability to say words [34]

and this was described by a few parents in this group.

“Now she can still say “Mama”, but she can’t say “Dada” anymore. In this aspect, she
has regressed a bit. What she could say previously, she can’t now. Sometimes when
she’s scared, that’s when she calls out “Mama”...That is, if she sees anything startling,
or if she fell down, or something, that’s when she will call “Mama, mama”.

Nowadays she usually doesn’t call her dad anymore. — Mrs. M

None of the parents in this group reported using augmented communication systems or

technologies to assist their daughter’s communication and their daughter’s inability to
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communicate effectively, particularly when she appeared to be in pain, was a source of

anxiety for parents.

“When she cries, sometimes it’s because she’s sick, but we don’t know (if) it’s a
stomach-ache or a headache. Because we don’t understand. Sometimes we just rub
some (ointment) on her head and on her stomach (to ease the pain). We just feel
that, sometimes when we rub the ointment (medicine) on her, we feel that if only
she could talk. For instance, even if her intelligence isn’t that high, or whatever,
these aren’t very important. If only she could speak and express what she feels in her

heart.” - Mrs. B

“Since my daughter was young until now, essentially she hasn’t stopped taking medicine”

Parents often expressed a sense of helplessness when dealing with medical issues and said
that “there is nothing | can do”. Previously collected data through the InterRett family
guestionnaire indicated that five of the fourteen girls had been diagnosed with scoliosis.
However, only two of the five discussed scoliosis briefly during the interview. A further two
families noticed that their daughter’s spine was curved but did not mention the term

‘scoliosis’.

Most girls in this group had epilepsy and were taking prescribed medications. The most
common medication used was sodium valproate, also commonly prescribed in Rett
syndrome in Australia [35]. One parent also reported using tuotai, the Chinese equivalent of

topiramate, another anti-epileptic medication. Most parents whose children were taking
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epileptic medications felt that their effectiveness was limited and were greatly concerned
about the side effects that medications might have over the long term. However, they were
unsure if they could or should reduce the dosage and were fearful that their child’s
condition would deteriorate if they did this. Even so, one parent had tried to reduce the
number of medicines her daughter was taking but was unsure if the child’s grandmother,

who was caring for the child at the time, heeded her advice.

“...she’s [her daughter] been taking too many medicines, it’s not good for her body.
So | tell her grandmother, to please reduce the medicines that she takes. Because it’s
useless, and the medicine she eats is bitter... Maybe now her grandmother still gives

her some (liquid) supplements to help her (brain growth).” — Mrs. |

Nutrition was less of an issue for concern for parents as their daughters often ate the same
foods as they did. One parent even said that she thought her daughter ate better than the
rest of the family as her parents tried to buy foods that she liked and did not give her the
same dishes for two or three consecutive meals. Poor growth is a common issue in Rett
syndrome [36] and the Chinese parents who expressed concern in this area felt that their
daughter was too skinny and “lacked muscle”. These parents felt that there was not much
they could do to rectify the situation apart from increasing her dietary intake and a few

children were given supplements to promote brain development and growth.
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“l would like something like that. That is to say, some place that can help her”

Compared to their Western counterparts, a major difference in day-to-day management
was the absence of structured education or rehabilitation programs. Although the evidence
base is sparse, rehabilitation programs may improve the functional skills of girls and women
with Rett syndrome [5] and address parents’ concern in this area. Although some special
education schools and rehabilitation centres exist in China [37], efforts to enroll the child at
these institutions had been unsuccessful and all girls were home-bound. Schools or
rehabilitation centres that parents had contacted had sometimes refused to admit the child

because of incontinence.

“We have asked around to a lot of schools, including those private ones. They all said

that since she can’t manage herself (incontinent), they can’t accept her.” — Mrs. J

Other institutions were located far away from where the family lived. Furthermore, some
institutions required an adult to accompany the child at all times, although some parents
indicated that they would have been happy to accommodate this condition if only the

school or centre was willing to accept their child.

“I’'ve looked for it, a rehabilitation centre. At the rehabilitation centre, | went looking
for a specialist. | wanted to know if they could help me train her, if they can, I'll stop
working and just accompany her there everyday...after looking at my child, they said

that, they can’t treat [this kind of child] at that rehabilitation centre.” — Mrs. A
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This parent went on to express her desire for a place that would accept her child, a
sentiment that was echoed by other parents. The only family successful in enrolling their
child into a rehabilitation centre subsequently became greatly dissatisfied with the quality

of staff and the program and removed their daughter after a year.

“...The teachers there ... they don’t have any enthusiasm, or honour or compassion
to speak of. | feel that when they help treat these kids, they just blunder through

it...They usually [just] sit there and chat...” — Mrs. N

In lieu of conventional rehabilitation or education programs, parents turned to traditional
Chinese medicine (TCM) and music to manage symptoms. Many families in this group had
consulted with TCM clinicians prior to and after the child was diagnosed with Rett syndrome
and had tried using massage or acupuncture. However, parents felt that these treatments
were ineffective and discontinued them. Girls and women with Rett syndrome are generally
very responsive to music and this has been used to develop therapies to encourage
functional skills in some settings [38, 39]. Similarly, Chinese parents also reported that their
child particularly enjoyed and responded to certain types of music, however, none of the

parents indicated awareness of its use in therapies.

“One more thing is music. My child loves music, it doesn’t matter if it is day or
night...She particularly likes the live shows...Because music can activate brain cell
activity so | still recommend that kids listen to music more...I don’t recommend that

kids take any medicine. It’s better if they just listen to music more.” — Mrs.
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“l wanted to know what I could do to provide a good standard of living for my child.”

Information about Rett syndrome, its cause, what to expect over time and how it can be
managed was of paramount importance to the parents. For Chinese families, the main
sources of information on management strategies were clinicians at Peking University First
Hospital, the Internet and the online QQ family support group. The QQ group is an online
instant messaging group, similar to MSN Messenger or Yahoo Chat, which was set up in
2007 and currently comprises close to 100 families from all over China. The QQ group
enables families to exchange ideas and information about Rett syndrome and is the Chinese
equivalent of the US-based Rettnet - an email listserv for families, moderated by the
International Rett Syndrome Foundation [40]. Although information on Rett syndrome from
other sources is available on the Internet, limited knowledge of the English language was a

common stumbling block for parents.

“...went online and looked up some information. But there is very little information
in Mandarin on the Net...Anything about caring for her, or how to do some therapy...
all of these were on English websites...l couldn’t read it, because my English isn’t that

good (laughs).” — Mrs. K

Therefore, parents often relied on the QQ group for information. Online support groups like
Rettnet and QQ can provide information and emotional support to families, particularly
those whose child has been newly diagnosed with the disorder [41]. In addition to
exchanging information on managing the symptoms of Rett syndrome, parents sometimes

used it to express their frustrations, as one parent described.
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“The parents will talk but we don’t exchange news that often. Everyone goes online
to talk about their misfortune, “Sigh, my daughter is kicking a fuss again” or “The old
folks at home are angry with me again, and my husband isn’t happy with me” or “My
child is sick, what kind of medicine should | use” that kind of thing. To be honest, no

one can help anyone.” — Mrs. N

“They don’t care about your feelings, they stare at you with that odd look in their eyes”

Discrimination and stigma from people around them influenced every aspect of how parents
cared for their child, including the carers they employed and the daily activities they
undertook with their child. Under most circumstances, having grandparents care for young
children is common in China [42] and grandparents were the main carers for the child in
more than half the families in this sample (Table 1). Parents relied on extended family
members to provide childcare because there were few alternatives available to them.
However, when the child has a disability, not all grandparents were willing to care for the

child, as one parent (who had twins, one of whom was a girl with Rett syndrome) revealed.

“Her grandmother was initially very concerned for our family... after we gave birth to
the kids, she helped us to care for them. Later she said that she couldn’t do it
anymore... She said that as soon as she saw this daughter, this granddaughter, she
will get upset, very upset... That is she couldn’t tolerate it, she couldn’t tolerate to
look (at her). That’s why she, when the kids turned 3 years old, she stopped helping

us care for them.” — Mrs. N
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This family subsequently hired a live-in nanny to care for their children although this option
was also problematic. Hiring a nanny imposed additional financial burdens on families and it
was also difficult to find a suitable nanny as nannies caring for a child with a disability were

at risk of being ostracized by their peers.

“Because nannies are under pressure too. If she was caring for a normal child, she
will have a lot of freedom. When she goes out to chat with other nannies, she is their
equal. Maybe if you bring this kind of child (child with a disability) out with you,

other nannies will look down on you a bit. They will also discriminate against
her...The other nannies, when they see her they too, shy away. That’s why our nanny,
she will tell me, “When | go out, I’'m discriminated against, so | will be in a bad mood.

When | come home, | don’t even feel like eating.”” — Mrs. N

Another alternative was for the mother to stay at home and care for her child but this was
not an option for many families because they relied on income from both parents for living
expenses. Thus, working mothers often felt guilty because they could not care for their child
as much as they would have liked. On the other hand, stay-at-home mothers felt guilty
because they were not contributing to the family income and might blame the child for this

situation.

“If you have this kind of child, the limitations on the parents are...large. If parents
want to do something, they can’t do it anymore, she stopped it all. We have no
choice. My work, also my future, it’s all ruined... I'm currently on leave; I've been on

leave for 4 years. [My father] is particularly good; he takes quite good care of me too,
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really. But | thought it over, | need to go to work, or it will be too much to care for
this child (we will not make enough money to care for this child)... If we look for a
carer, it’s hard to find one right now and you can’t find very good ones. I've been
looking, | looked at carers from several hospitals, and | still have not found one. No

one is willing to look after this kind of child.” — Mrs. D

While stigma from within the family influenced who cared for the child, stigma from outside
the family influenced family activities. Fear of being stared at and inconveniencing others
influenced the timing and frequency of activities. One parent described how she would only
bring her daughter out for her daily walk in the evening while other families took their
daughter out less frequently because they felt uncomfortable when others stared and

feared that she might cry or yell out unexpectedly.

“Usually when we bring her shopping, we seldom go to places where there are too
many people. Because other people may not understand this illness, right? If other
people see, they may wonder what’s wrong with her, that’s why we don’t like to go

to places where there are a lot of people; we just go for walks in the park.” — Mrs. |

“If you lead her by the hand to walk, anyone can see that she isn’t a normal child.
Also a lot of people stare at you very rudely, right? They don’t care about your
feelings (aren’t sensitive to your feelings), they stare at you with that odd look in

their eye.” — Mrs. N
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Over time, parents appeared to have learned to cope with these stares and “odd looks” and

said that it didn’t bother them anymore.

On the other hand, some parents also described positive encounters with more
compassionate members of society. One parent described how her neighbour had offered
to care for her daughter if her family was busy. Another parent said that neighbours and
passer-bys were sympathetic and eager to be of help. This helped some parents to take a
more positive approach to their daughter’s care and one parent even submitted an article to

a relatively well-known newspaper to educate her community about Rett syndrome.

DISCUSSION

For the Chinese girls with Rett syndrome in this study, a typical day involved home-based
care, mostly by grandparents, with limited educational and rehabilitation options. The girls
showed some variability in their functional skills, likely to have been related in part to the
specific genotype [43]. Many frustrations had been experienced by these families whilst
searching for a diagnosis for their daughter [44] and these frustrations continued in their
current lives in terms of limited access to appropriate equipment, education and

rehabilitation opportunities and poor access to information about Rett syndrome.

Those with Rett syndrome need support to optimise functional performance in daily life but
there was little support for the developmental issues faced by these girls and their families.
Whilst most girls and women with Rett syndrome in Australia use mobility aids and other

equipment regularly [45], families in China reported little, if any, equipment use stating that

it was difficult to even purchase a size-appropriate wheelchair. Alternative communication
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methods include eye-gaze training, flash cards or computer-based communication boards
are used in Rett syndrome [46] but were not reported In this study. This contrast was more
pronounced in families’ access to education and rehabilitation services. Even though China’s
policy stipulates that all children have a right to education, research suggests that there is a
shortfall in overall availability of services with variation by region, and in practice, services
are less likely to be extended to children with an intellectual disability [14]. Parents reported
that access to rehabilitation services was unavailable for children who were incontinent, and
this is usually the case in Rett syndrome. Factors that may hinder the availability and access
of these services include limited resources, the lack of experience and training for
healthcare and education professionals as well as prevailing stigma towards people with
disabilities [11, 12]. Although these issues were identified specifically in a Chinese context,

they are likely to apply to other developing nations as well [47].

Common co-morbidities in Rett syndrome include scoliosis, poor growth and
gastrointestinal issues, and epilepsy [26]. Over two thirds of girls and women with Rett
syndrome in Australia have scoliosis [48], however, families in this group only discussed the
issue briefly. This contrast can be partly explained by an age bias towards younger girls in
this study since girls with Rett syndrome are more likely to develop scoliosis as they grow
older [48]. Two of the five families whose daughter had a diagnosis of scoliosis prior to
joining InterRett discussed it during the interview. The other three families reported that
their daughter with scoliosis could still walk independently. The ability to walk has been
shown to be protective against the development of scoliosis in previous population-based
research [48] and perhaps the scoliosis in these girls was relatively mild. A further two

families had noticed scoliosis in their daughter but had not previously reported a diagnosis
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of scoliosis when completing the InterRett questionnaire. This discrepancy can be explained

by the time lag between previous completion of the questionnaire and the interview.

Although poor growth and nutrition is often an issue for girls and women with Rett
syndrome [36],all families in this sample reported that their daughter ate well. Nearly 20%
of girls and women with Rett syndrome in Australia have a gastrostomy tube [36], an
intervention that was not mentioned by any family in this study and may not be routinely
available in China. Epilepsy also represents a significant co-morbidity in Rett syndrome with
over 80% reported to have epilepsy in a population study of girls and women with Rett
syndrome [49]. The anti-epileptic medications, sodium valproate and topiramate, used by
families in China, are also used in other countries [35]. Parents expressed concerns about
the potential side-effects of long term use of anti-epileptic medications and a sense of
helplessness saying “there is nothing | can do”. It is possible that the paucity of information
on managing the symptoms of Rett syndrome that was available to the families could have

contributed to this sense of helplessness.

Greater availability and access to information on potential therapies was highlighted as an
area of need. Research suggests that this need is not limited to families with a child with
Rett syndrome but rather is one that is felt by many families caring for a child with a
disability [50, 51]. These needs may be addressed in part with specialised training for
healthcare professionals and also support to existing information networks for parents. In
China, these needs are beginning to be addressed. For example, dedicated funding is now
provided to hospitals for the clinical care of children with disabilities, and there are specific

schemes to fund knowledge dissemination in the form of workshops and seminars with
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invited Chinese and foreign experts to educate clinicians about the current knowledge of
causes of child intellectual disabilities. In the Kunming area, a non-government-funded
association holds workshops for families with disabled children in rural and remote

(Personal communication, Dr Lui Yun, Kunming).

In addition, Internet-based support groups have been shown to be a valuable source of
information for parents about the management of a disorder as well as providing emotional
support [41]. An Internet-based support group also has the added advantage of facilitating
parents to connect with one another across wider geographical boundaries, a significant
advantage for families in a country as large as China. Research shows that mothers caring
for a child with Rett syndrome have poorer physical and mental health compared to the
general population, possibly due to the high level of care required by their daughter [52].
Although informal support networks such as the QQ group can help to support the
emotional and mental well-being of these mothers, it may be insufficient in filling the gaps
which are due to the absence of other structured support networks. To further develop
support for families with a daughter with Rett syndrome, one of the participants in the
current study has recently spearheaded the formation of the Rett Family Care Centre. Its
goals are to increase awareness and respect for those with Rett syndrome, encourage the
development of treatments for the disorder, and provide support for families [53]. Advocacy

efforts include active participation in media reports: there is much to be achieved.

Another overarching theme related to encounters with stigma. Cultural beliefs and limited
opportunities to interact with people with disabilities are likely to play a role in prevailing

stigma, not just in China but potentially other developing nations as well such as India [54].

23



Stigma towards people with disabilities has the potential to hinder the use of existing
services and restrict future plans for additional support services. However, there were
reports of positive experiences with “more compassionate” members of society highlighting
the importance of public awareness relating to disability [55]. Increased awareness of
disabilities goes hand-in-hand with the provision of support services that families need.
Government-funded programs and community-based rehabilitation programs have the
potential to change negative attitudes and encourage greater integration of Rett syndrome
children into mainstream society whilst also meeting the needs of people with a disability
[18, 51]. Although programs with funding for clinical centres and families are beginning to
be adopted in China (personal communication with Chinese clinicians and observations by JL

in China), there remains much to do before this ideal is achieved [18].

Participants in this study were limited to mothers of a child with Rett syndrome with one
exception. One parent asked that the child’s grandmother also be interviewed as the
grandmother was the one who cared for the child on a daily basis. The information provided
by this grandparent was similar to that provided by the mothers in other families. It is
common for grandparents in China to care for young children while their parents were at
work, however, the role of grandparents in childcare is a neglected area of research that
deserves further examination [42]. Further, most of the mothers had post-secondary school
qualifications. It is likely that this was a more resourced group of families and we could be
underestimating the difficulties encountered in daily life for girls with Rett syndrome in
China. As this was an exploratory study, some aspects of daily living were not as thoroughly
examined, for instance, sibling relationships and coping with stigma. Additional in-depth

discussion relating to the management of co-morbidities could also be useful. Moreover,
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this sample does not capture the full range of variability in Rett syndrome, for instance, in
relation to functional skills, as to do so would require a much larger number of participants.
Further information on these areas would add depth to our understanding of families’

experiences.

Despite these limitations, this study has started to address some of the priority research
guestions identified by the international community [56] and contributed new information
to our understanding of parents’ experiences in caring for a child with severe intellectual
and physical disability in China. Our methodology included careful development of the
interview schedule, translation of the data and member checking to ensure cultural
sensitivity. We have included population data on Rett syndrome to support the story
provided by our Chinese families. We found that families perceived a lack of support
services and limited access to information to adequately meet the needs of their child,
further exacerbated by discrimination and stigma from some members of the community.
Better access to education, rehabilitation and appropriate equipment could not only reduce
the burden of care on families [57] and future healthcare care costs [58] but also contribute
to a better quality of life for the child with Rett syndrome and her family. The development

of the Rett Family Care Centre will contribute to achieving these goals.
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Caring for a child with severe intellectual disability in China:

An example of Rett syndrome

Table 1: Demographic information for participating families

Family | Age of Highest Municipality | Child age Level of Main carer
ID mother | education level at mobility (daytime)
(y) of mother interview
(y)
A 55 Trade/technical City 18 Walk with Grandparent;
certificate assistance aunt
B 37 High school Town 15 Walk with Grandparents;
assistance aunt
C 28 Tertiary City 5 Walk with Grandparents
qualification assistance
D 31 Tertiary Village 6 Walk with Grandparents
qualification assistance
E 33 Tertiary Town 4 Walk Grandparents
qualification independently
F 32 Trade/technical City 5 Walk with Grandparents
certificate assistance
G 36 Tertiary City 7 Walk with Nanny ®
qualification assistance
H 34 Tertiary Town 9 Walk Grandparents
qualification independently
I 31 High school City 8 Walk Grandparents
independently
J 34 Tertiary City 8 Walk Mother
qualification independently
K 36 Tertiary City 7 Non- Grandparents
qualification ambulant
L 38 Trade/technical City 11 Walk Nanny
certificate independently
M Unknown Tertiary City 15 Walk Mother
qualification independently
N 42 Tertiary City 6 Walk Nanny
qualification independently

® Grandparents also provided care on a regular basis
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Figure 1: Thematic codes used in this study
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