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Pesrome. [1o ananu3y amOynatopHsix kapT 146 nanuenTok ¢ cungpomom Illepemesckoro-Tepuepa
olpeziesieHa 4acTOTa BApUAHTOB KapHUOTHIIA, BO3pPAcT IMOCTAHOBKH JIMArHo3a MpH pa3jM4HbIX BapuaHTax
KapuOTHIIA, U YacTOTa coMaTHuecKoi narosoruu. [lonydyeHHas uHpOpMaIMs MO3BOJIUT B AajbHEHIIEM
MIPEIIOKUTh KIMHUYECKHE PEKOMEHIAUH 110 Oosiee paHHEN TUarHOCTUKE CUHIPOMA.

KiroueBble cioBa: ['enermueckuil nomumopdusm npu cusapome lllepemesckoro-Tepuepa,
aHOMAJIMH 10JI0BOH 1H(pepeHIupPOBKH.

Resume. According to the analysis of outpatient cards of 146 patients with Turner syndrome, the
frequency of karyotype variants, the age of diagnosis with various karyotype variants, and the frequency of
somatic pathology were determined. The information obtained will allow us to further offer clinical recom-
mendations for an earlier diagnosis of the syndrome.

Keywords: Genetic polymorphism in Turner syndrome, floor formation anomaly.

AxrtyanbHoctb. Cungpom Illepemesckoro-Tépuepa(CIUT) sBustercst HauGouee
YaCThIM BapUAHTOM HapyIIeHUH MOJI0BOM qudPepeHIPOBKH, BCTPEUYAIOIINMCS C YaCTOTOU
1:2000- 1:2500 HOBOpOXKAEHHBIX A€BOYEK. [ eHeTHUECKas JeTEPMUHAHTA — KOJIMYECTBEHHBIE
WJIM CTPYKTYPHBIE aHOMAJIMU B 23 TIape XpOMOCOM.

[XpoMOCOMHBIE aHOMAIUU MPU TAHHOM CUHAPOME MPOSIBISIOTCA OOJBIIUM pa3HO-
oOpa3ueM: OTCYTCTBUE OJHOM M3 JIBYX XpoMocoM X, JENCIMU YacTHU OJHON XPOMOCOMBI
X, TPAHCIIOKALIMKU B MpPEAETIax OOHOU XPOMOCOMBI X, Pa3jIMYHbIE MO3aUYHbIE BADUAHTHI C
YaCTUYHBIM COXpPaHEHHEM HOPMAJIbLHOI'0 XpPOMOCOMHOI'0 Ha0opa. Y HEKOTOPHIX MAIIUEHTOK
B KapHOTHUIIE PUCYTCTBYET Y xpoMocoMa (45X/46XY) uimu e€ pparMeHTsl. |

[ Tosbko 1% sMOproHOB ¢ kKapuoTumom 45X0 nocTurarot craauu miojaa. OcraibHbie
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99% - He nocTuraroT cpoka recranuu 28 Henenb. Oxoso 10% crioHTaHHBIX A0OPTOB CBsI3a-
HO ¢ MOHOcoMHeH X. |
BapuaHTbl XpOMOCOMHBIX aHOMAJIUW NMPUBOIAT K PA3HOM CTEIIEHU BBIPAKEHHOCTH

KIMHUYECKUX CHMITOMOB cunmpoma IllepemeBckoro-TépHepa: HHU3KOPOCIOCTH, HabOpa
nu3MopdonaTuii ¥ TUIa aHOMAJIMU pa3BUTUs ToHa . YacTo BcTpeuaroTest crepTbie hOpMbl
cuHpoMa. B CBSI3M ¢ 3TUM JAMArHOCTHUKA BPOXKJICHHOTO CHHJAPOMA YacTO 3ala3/bIBacT Ha
5-10 u naxe 15 ner. [Ipn 3TOM Ba’KHO MOMHHUTH O TOM, YTO YaCTh MAIIUEHTOK, UMEIOIIUX
«Y» XpOMOCOMY B KApUOTHIIE, BXOJST B IPYIIY PUCKA MO PA3BUTUIO OHKOJOTHYECKUX
3a0o01eBaHMi, a UMEHHO I'OHAJ1001aCTOM.

Hean:

1. Ha ocHOBaHMM TIOJIy4eHHON HWH(pOPMALMK TMPEIJI0KUTh PEKOMEHAAIUN
KJIMHAIMCTaM 1o panHen nuarnoctuke CIIT.

3anauu:

1. Onpenenuts 4aCTOTY BApUAHTOB XpOMOCOMHBIX aHomanuii mpu CILT.

2. OnpenenuTh BO3pacT JUarHOCTUKU CUHAPOMA.

3. BeIsSICHUTHh IPUUYKHY TTO3HEN JUATHOCTHUKH.

4. O1eHUTh BO3MOXKHOCTh COLIMATbHOM a/IalITAIIHU U OTIBIT PEIISHUS PEPOTyKTUBHBIX
npo6siem y nanueHTok ¢ CIIT ¢ momomnisio BPT.

MarepuaJjbl 1 MeTOAbI. [IpoBeIeH peTpOCIIEKTUBHBIN aHaIn3 aMOyJIaTOPHBIX KapT
146 manueHTOK C AMArHo3oM <<CHHz[p(5M IHepeméBCKoro—TepHepa», oOpaTUBIIMXCS B
«["'opoJICKOI KOHCYJIbTATUBHO-AUATHOCTUYECKUN LEHTp i aerer «FOBeHTa» B mepuon ¢
1996 roxma mo 2018 ros.

Pe3yabTaThl U MX 00CY:KICHUE.

BapuaHTbl KapuOTHUIIOB B MPOLIEHTAX (B CPaBHEHUH C 3apyOEKHBIM HCCIIEIOBAHUEM )
npeJcTaBiaeHbl B Tabsmie 1.

TaoJu. 1. BapyaHTbl KapuOTHUIIOB

Bapuaunrsl % % Onucanme XpoMOCOMHOM
XPOMOCOMHBIX *New En- Cankr-Ilerep- NaToJIOrUHU
AHOMAJIMH gland Journal | Oypr «lOBen-
of Medicine Ta»
Monocomus 45 37 45 X0

110 X XpOMOCOME

HN3oxpomocoma Xq 15 11 45,X/46,X,1(Xq), 46,X.1(Xq)
Kpyrosas 6 4 45,X/46,X,+ring

X _XpoMocoMma

Hannuue 7 10 45,X/46,XY, 46,X,Yvar/Ydel
Y XpOMOCOMBI

Mo3aunuszm 16 6 45,X/46,XX/47,XXX, 45,X/46,XX
no X XpoMocoMe

Jenenus 2 3 46,X,Xp

0 KOPOTKOMY

mieyy

X XPOMOCOMBI

Jleneuus 2 8 46,X,Xq

110 AJIUHHOMY ILIEYy
X XpOMOCOMBI
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[pyrue BapuaHThI 7 2 45,X/46,X,+mar, 46,X,der(X)(pter-
>q21::pl1.2->pter); 46,X,del(X)
(q27); 45,X,t(4;7)(925;931.2);
45,X/46,X,psr

JlaHHbIE 0 BO3pacTe MOCTAaHOBKHU JMAarHo3a MpeJICTaBIeHbI B Ta0IUIIE 2.
Tab.. 2. Bo3pact noctaHOBKH 1HarHo3a

Bo3pacrt Koa-Bo %
C poxneHus 9 8,2
o 6 ner 14 12,7
6 ner 3 2,7

7 net 7 6.4

9 ner 7 6.4
10 et 6 5,5
11 ner 9 8,2
12 nmer 19 17,3
13 net 5 4,5
14 ner 13 11,8
15 nmer 8 7,3
16 et 6 5,5
17 ner 4 3,6

Taxk >xe ObLI TPOBEIEH aHAIM3 BO3pACTa MOCTAHOBKH JUArH03a IPU Pa3HbIX BapUaHTax
KapHOTHUIIA.

[Ipu poxxnenuu auarHo3 OBLT MOCTaBIEH TONBKO B 8% cllydyaeB M TOJBKO MpHU
MOHOCOMUU B 23 mape xpoMocoM. Ho MoOHOCOMUS HA0I10/1a71aCh U TPY O3 THEN TUAarHOCTUKE
cunapoma — B 15 u 17 ner.

«Y» XpoMocoMma Npu Nno3AHe# n1uarHocTuke (B 16 jer) Toxxe BcTpevaiach, 8 UMEHHO
y 3THX MAIlUEHTOK BBICOKUH PUCK Pa3BUTHUSI TOHAI00IACTOM.

BonbIIMHCTBO MAalIMEHTOK WMENU JKCTpareHUTalbHYIO Marojoruto. Yame Bce-
ro BCTPEYAINCh MOPOKHU cepliedHococyaucTou cucremsl (31%). Ha BTopom mecte crost
3a0oseBaHus IUTOBUAHOM *kene3bl (28%). Tak ke yacTo BCTpeyanuch MOPOKH PA3BUTHS
MOYEK U KOCTHOM cucteMsl. ([uarp.1)

CamocTosiTenbHbIN mybepTat HabIoAICs TOJBKO Y 3% MallueHTOK, TP MOHOCOMUU
Y MO3aMYHOM BapUaHTE KapHUOTHUIA C HATUYUEM KIIOHA KJIETOK C KapuOTHUIIOM 46 XX.

AnexsatrHas 3['T mo3BoJisieT colManbHO aAaNTUPOBATHCS MALMEHTKAM C JaHHBIM
IAArHo30M. YacTh MalueHTOK U3 UCCIIEAYyEMOW TpynIibl ucnonb3oBaiu BPT, uTo mo3Bosmmiio
peUInTh PEPOAYKTUBHYIO TPOOIEMY.
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31%

28%

13% 14%

7%

__

Ilopoku cepaoedHo- ITopoxu KocTHOH IlopoKH pasBHTHA 1K Opras speHHa
COCYIHCTOH CHCTEMBI CHCTEMBI nouex

Jmarp. 1 — CooTHONIEHNE TOPOKOB Pa3BUTHSI.

BbiBoabI:

1. Monocomus o X xpoMocoMme BblsiBiisieTcs y nauneHTok ¢ CIHIT menee uem B 40%
CITy4aes.

2. Inarnoctuka CIIT npu pokIeHHM NPOUCXOAMT TOJBKO IPU MOHOCOMHH B
23 mape W KIMHUYECKH THUIUYHOW (OpMe CHHAPOMA, C MAKCUMAJIbHO BBIPAKECHHBIMH
nu3MopdonaTusiMu, TOJIBKO B 8 % cirydaes.

3. YacTh ManueHToK, UMEINUX «Y» XPOMOCOMY B KapHOTHUIIE, BXOJSAT B TPYMILY
PHUCKa 10 Pa3BUTHIO OHKOIATOJIOTHUH, 4 UMEHHO JU3T€PMUHOM.

4. JIlnarHocTHKa CUHAPOMA MOCTE POXKACHUS MMPOUCXOAUT Y HEKOTOPHIX B BO3pAcTe
5-7 net, HO B OonbIMHCTBE citydaeB nocie 10 u naxe 15 ner.

5. Heonatomoram u mnenuarpam HeoOxoauma Oosee mnoApoOHas HHPpOpMaLus
0 CHUMNOTOMAax CTepThIX (GOpM CHHApPOMA (KIMHUYECKM MEHEE BBIPRKEHHBIX) s
CBOEBPEMEHHOM TMarHOCTUKU CHHIPOMA.
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