Nationwide study of Turner syndrome in Ukraine
N. Zelinskaf, l. Shevchenko’, Y. Globa’, N. Pogadaevaz

1rUkraini::m Scientific Centre of Endocrine Surgery MOH of Ukraine, Kiev
zNationaI Children’'s Specialized Hospital "Okhmatdet®, Kiev

P3-1239-90

S

ESPE 2015

Turner Syndrome (TS) is one of the most common genetic

disorders associated with abnormalities of chromosome X
that occurs In different populations with a frequency of

25-210 per 100 000 female live births ;.

Objective and hypotheses

The aim of this study was to investigate the prevalence of
TS in Ukrainian children, frequency of different variations of

karyotype and age of primary diagnosis of TS.

We analyzed the database of the Ukrainian Registry of
children with dwarfism (2005-2015 y.y.), that include 453
girls with TS 11 month-18.2 y.o. The Register contains
iInformation on the age of first diagnostic of TS, the age at
the start of GH therapy, the results of basic clinical
examination: height, weight, pubertal stage by Tanner,
and

karyotype, the results of hormonal, instrumental

radiological studies, the results of rGH therapy.

Results

Prevalence of TS In Ukraine is 0.04 per 1 000 child
population 0-17 y.o. or 77.5 per 100 000 live births females.

The percentage of children with TS among all children with

dwarfism, that includes in Registry, is 24,8%.

Annually are diagnosed 17-25 new cases of TS.

The average age of diagnosis of new cases — 9,41+4,9 y.o.
Age of primary diagnosis of TS in children with karyotype:
¢ 45X-91%52vy.0.,

* mosaic - 9,544 vy.o.

« structural anomalies of chromosome X -10,4%+3,9 y.o.
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| Fig 3. The average age of diagnosis of the TS [2-10] |

References

. . 5 WOmen wrmer ag ne umer e n. - .- .—P.
1 Bondy C. A. Care of girls and with T syndrome: a guideline of the T Syndrome Consensus Study Group [ J. Chin. Endocnin. Metab, — 2007, — Vol 82 (1). — P. 10-25.

2. Stochholm K. The epidemiclogy of Tumer syndrome I Intemational Congress Series. — 2008, — Vol 1288, — P. 138-145.

3. Heoceha P, Grimichi L. et al. The characteristics of Tumer's symdrome in Albania I Tth ESPELWPES Joint Meetings Paesdiatri

4. Massa G, Verinde F., De Schepper J. et al. Trends in age at diasgnosis of Tumer syndrome  Arch. Dis. Child. — 2005. Vel — 20, — P. 287-288.

A Mabhan Z M., Eugster E_A. Medical care of girls with Tumer Syndrome: where are we lacking f Endocr. Pract. — 2011. — Vol. 17 (5). — P. T47-TH2.

. Stochholm K-, Juel 5., Juel K. et al. Prevalence, Incidence, Diagnostic Delay, and Mortality in Tumer Syndrome [/ Previous. — 2006. — Vel. 81 (10). — P. 3807-3002.

T. MaHepaTopa M.C. PocToeme B meTabonwecome supesTl TEQENMA PEX0MSUHAEHTHRIM MpMOHOM DOCTa M NONOESIMKA CTERDWAEMA ¥ Oeeousk ¢ ciHopomoM epewessckore-TepHepa: aeToped. e,
E owH 1400003 f ML.C. MNanepaTtosa; MY 3HLU PAMH. — M_, 2008, — 268 c.

B Yesikayaa E., Darendelilert F. Matomaide Study of Tumer Syndrome Dunng Childhood im Turkey: Evaluation of Associated Problems [/Poster ESPE, Dubdin, Ireland, sep., 18-20, 2014

a. Augera J., Oussalahb A. Tumer Syndrome: Analysis of Changes in the Age at Diagnosis and Phenotypic and Genotypic Description of 174 Patients [ Poster ESPE, Dublim, Ireland, sep., 18-20, 2014

10. Sigmarsdottirad. A. , Johannsson J. H. Epidemiology of Tumer Syndrome in leeland 189688—2012 & Poster ESPE, Dublin, Ireland, sep.. 18-20, 2014

By the Registry girls with TS:
45,X - 58.3%;

45,X/46,XX — 23.4%;

mosaic with polisomy X
(45,X/47 ,XXX) — 1.4%,

structural anomalies of

Mosaic with
polisomy X
chromosame
45, X/47 XXX

1.4 %

Structural anomalies of
chromosome X

16,9 %

Mosaic
45 X/46,XX

Karyotype
45X

23,4 % 58,3 %

chromosome X — 16.9%:
46, Xi(Xq) — 4.8%;
45,X/46,Xi(Xq) — 6.3%;
45 X/46 X+mar — 3.1%,
46,X,del(X)(Xq) — 1,9%
45 X/46 X del — 0.8%

Fig 1. Variants karyotype in children with TS in
Ukraine (%)
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The age of first
diagnostic:
1vy.0.-1.6%
1-4 .0. - 3.6%

4-8 y.0. - 9.4%

8-12 y.0. - 18.9%

12-17 y.0. - 66.5%
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Fig 2. Number of newly diagnhostic cases of TS at different age group (%) |

Conclusions

In Ukraine the highest incidence of primary diagnosis of TS - at the

age after 12 y.o. and in girls with karyotype 45,X.
By Registry the largest proportion of girls with identified TS has a
karyotype 45,X.
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