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It is known that the period of individual development is of essential im-
portance for the effectivity of genetic counselliag (GC) in persons with anomalies
of deter ination and/or differentiation of sex. In our opinion, GC effect varies
considerably in 6 age groups as follows: It — up to 1 year, II"! — between 1
and 14 years, I1I"' — between 15 and 20 years, IV*" — between 2! and 35 years,
Vih — between 36 and 50 vears, and VI — over 50 vyearsu. Because of these
considerations, an excerpt of 142 individuals from the whole contingent of GC
in the city of Varna (2) having a preliminary diagnosis of congenitally or he-
reditarily determined anomaly of sexual development was analyzed according
to the age groups mentioned above.

Results and discussion

Patients’ distribution according to sex and'age during GC realization is
demonstrated on table 1.

The comparison of the number of' probands aged over and below 14 years
reveals a ratio of 2.5 : 1, i. e. the group of persons entered pubertal age predomi-
nates considerably. It is established that in our material female patients aged

Tablo 1. [
Patients’ ,distribution according to age'and sex
Civil sex
i Age. male female total
(years) i
n % P n %

0 —1 109 5. 6.4 12 8.4

I'— 14 16 1250 1 14.1 27 19.1
15 — 20 10 15.6 i 52.6 51 35.9
21 —85 23 359 it 23.1 41 28.9
36 — 50 5 - 7.8" 2 PX: 7 4.9
Over 50 3 4.7 1 1.3 4 , 2.8

Tota 64 45 78 142 100
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between 15 and 20 years are most frequently consulted in relation with defects
of sexual development. Second, both males and females aged between 21 and
35 years come in our contingent studied. It stresses that boys in the age g roup
up to 20 years are one and a half times more seldom orientated to GC in order to
elarify the cause of the defect of sexual development. This fact is in discre-
pancy to the ratio between the most frequent genetically determined disturban-
ces of sex development which are clinically manifested at puberty — the syn-
dromes of Klinefelter and of Turner (1, 3, 4). We accepted that this fact is rela-
ted to more demonstratively and alarmingly expressed :climical stigm-~ta in
jemale individuals with anomalies of the reproductive system. In our
opinion, it is probable that some «boys up to 20 years of age> from
our contingent are not correctly orientated during the process of specifving of
the essence of the disease. This concept is confirmed by data indicating that
mainly endocrinologists require our consulting aid when this age group is con-
cerned.

There are only 19 per cent from the contingent oj GC in Varna who belong
to the age group between 1 and 14 years although clinical symptomatics of nu-
merous nosological units related with disturbances of sex development is al-
ready manifested at this age. We presume that most probably, this low percen-
tage is a result from the incorrect idea of clinical specialists about GC activity.

In our contingent, 8 per cent of the cases studied belong to the age group
up to one year when the most severe anomalies of sexual development appear
and.a high competence and preciseness of the physician — specialist of genetics
is required. Usually, at this age the biological nature of the clinical diagnosis
of hermaphroditism (in its different variants) is specified. So one can help the
patient to obtain the most appropriate civil sex corresponding to his original
and/or corrected phenotype.

In this study, 7.7 per cent of the patients orientated to our GC on the occa-
sion of anomalies of sexual development are more than 35 years old and 1 per
cent of them — even more than 50 years old. It is known that coacerning the
last group, clarifying of the biological nature of the diszase has no practtical
value for the patient any more. Our aspiration to use an adequat: quantity of
genetic investigations during our work on this contingent directed us to sy-
stematize initial patients’ diagnoses. As a result, 4 groups were formed. The
first group included clinical diagnoses (e. g. of hermaphroditism and gonadal
dysgenesis without the cases of supposed Turner's syndrome) requiring the
application of the whole set of genetic methods available. The second group con-
sisted of the diagnoses (Klinefelter’s syndrome, some cases of Turner 's syndro-
me, gynecomastia, cryptorchism, adreno-genital syndrome) the specifying of
which insists on applying of reduced number of genetic examinations with low
tendency towards changes. The third group included anomalies such as hypo-
gonadism, some cases of Turner’s syndrome, etc., requiring varying in number
genetic methods in dependence on the results from preceding analyses. How-
ever, when the fourth group was concerned it has to be noted that preliminary
diagnoses (amenorrhoea, azoospermia, hypogenitalism, hirsutism, etc.) pre-
sented designations of single symptoms of the anomaly of sexual development
and incompletely reflected a given clinical examination. That is why they did

not enable, practically, to determine an adequate optimal number of genetic
examinations.
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Material presented in the communication allows ys to assumie that GC can
actively participate in the solving of complex problems of a good and timely
sorrection of the anomalies of sexual development under condition of competent
prientation of patients by corresponding clinical specialists and if necessary,
of their further fruitful collaboration.
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D POJIH MEAHKO-TEHETHYECKOH KOHCYJIbTALHH NPH JHATHOCTHUYECKOM
DNPEAETEHHU AHOMAJIMA NOJIOBOr0 PA3BUTHA

..’«Bacu.aeea, C. Kyyaposa
PE3IOME

Mocpeacrsom aHasu3a WeCTH COOTHOCHTENBHBLIK FPYNN NAauHEHTOB B 3aBHCHMOCTH OT CY-
BleCTBeHHBIX B GHOJIOTHUECKOM H COUHA/ILHOM aCleKTax BO3PACTHHIX MOKa3aTeJell, onpejenssiacs
POoJIb MeAHKO-TeHeTHUeCKOoll KOHCYJabTallHil MPH YTOYHEGHHH JHATHO3a Y JIMIL C aHOMAJHSIMH B
NOJIOBOM pazBuTHH. [l MEIHKO-FeHeTHYeCKOH KoHCYawbTauHn B BapHe ycranossicno cooTHouie-
Hue npoGatig fo n crapuwe 14 ger—2,5: 1. HanGoJsee 4aCTo H B CBsI3H C OTKJIOHCHHSIME B IO-
MOBOM DAa3BHTHH KOHCYJ/IBTHPOBAJHCh JKeHululisl B Bozpacte oT 15 1o 20 Jer. Bropas rpynna
MyKuniiLl B Bospacte ot 21 roga ao 35 ser. MoJonste JingH 1o 20 JeT HANpaBJsuch Ha 1,5 pa3
PEXe B MeAHKO-TCHeTHYECKHE KOHUCYAbTAaUHM AJsi YCTAHOBJIEHHS NMPHUYHUHBLI AHOMAJHil B noJoBOM
pa3Butun. Jluwb 19% nauuentoB, OOpPAaTHBWIMXCH K MeJHKO-TCHETHUECKHM  KOHCVJbTALHAM
B Bapue cocrasJsioT rpynny oT ogHoro roga Ao 4 jer. Bocemb MPoLEHTOB BCero KOHTIIHreHTa
COCTABJSIIOT [MAUMEHTH 10 OAHOro roja, 7,7% — crapue 35 ger u 1% — crapue 50 jer. [lo
MHEHHIO aBTOPOB pacnpejesefHe Mo rPyniaM AepopMHPOBAHO B CBA3N C KJIHHHUCCKUMH TPYAHO-
CTAMH JH4THOCTHKH MpH paboTe C TAKAM KOHTHHTEHTOM 60JbHbIX, COAHOI CTOpONLI, a ¢ Apyrofl —
B CBA3SH ¢ HeJoCTaTOYHOH AKTHBHOCTBIO NMDH COTPYAHHYECTBE CMEUHAJHCTOB U3 KAMHHK H TeHe-
THKOB. { . ; g0 T

Mposeneiio cHcTeMaTH3HPOBAHHE: NPCABAPHTENHOTO AHATHO3A C UEJIBIO OUGHKH( HX Begy-
Hlero MecTa MPH onpegejeHHH a1eKRaTHOTO ONTHMAJIbHOTO o6beMa HeOOXOAHMEIX TeHeTHUECKHX
HccsienoBaHHiL.



