YK 616-02:618.176

KIIMHUKO-IUTOI'EHETUYECKHUE BAPUAHTBI CHHAPOMA
INEPEHIEBCKOTI'O-TEPHEPA

C.B. I'OJIYBEBA, O.B. MAJIBIIEBA, T.B. I10/IAKOBA

Benopyccraa meouyunckas axademus nocieOunioMHo2o 0o6pazoeanus,
2. Munck, Pecnyonuxa benapyco,
Bumebckuii obnacmuou ouaznocmuueckutl yenmp,
2. Bumebck, Pecnybnuka Benapyco

BBEJTEHHUE

BrniepBble cuHIPOM MOJIOBOTO MH(MAHTUIN3MA, HU3KOPOCIOCTH U MIMPOKOW JTaTepalbHON CKIIAAKH Ha
mee (IelHbI nrepuruym) onvcand B 1925 roxy H.A.lllepemeBckuii u B 1938 roxy X.TepHep, KOTOpBIH
JlaJT ToAPOOHOE OTHMCAHKE dTOTO COCTOSHUSA [1].

TepHep BblIenmI y OOJBHBIX 3THM 3200JIeBAHUEM OCHOBHYIO TpHAIy NMPH3HAKOB, MMOTYEPKHYB BBIpa-
KCHHOE HapylleHHe (YHKUUH TOHa[. B nanpHeimeM 3THOIOTHYECKH KIMHUYECKYI0 KapTUHY CBS3aJIH C
kapuoTunom 45,X (CHHIPOM MOHOCOMHH X XPOMOCOMBI ¥ JIEBOYEK), UTO TIO3BOJIMIIO OTHECTH CHHAPOM K
rpymme XpoMOCOMHBIX OojesHeit [2,3].

Bapuant cunapoma ¢ xapuotunoMm 45,X — camas yacTas, HO HE €IMHCTBEHHAs LIUTOrEHETHYecKas
tdhopma cuanpoma Teprepa. Llurorenerndecku cunaapom TepHepa MOApa3aeNviIn Ha YUCIOBBIE U CTPYK-
TypHBIE BapHaHTHL. K YHCIIOBBIM BapumaHTaM OTHOCSTCS MOoHocoMmus 45,X m mozannmsMm 46,XX/45,X. K
CTPYKTYPHBIM XPOMOCOMHBIM IE€PECTPOHKAaM OTHECIH M30XpOMOCOMY X; JeNeluio X XpOMOCOMBI; Bce-
BO3MOXKHBIE TPaHCIOKaLMK ¢ BoBieueHueM X; X [1,2].

MATEPHAJIbBI U METO/IbI UCCJIEJOBAHUSA

I'pynmy umccnenoBaHusi cocTaBwiIn 26 MAMEHTOK Pa3HBIX BO3PACTHBIX TPYMI C MPEIBAPUTEIBHBIM
KJIMHUYECKUM JTMAarHo30M cuHApoM TepHepa. LluToreHeTHueKkckre McCieoBaHus MPOBOIIINCE Ha Oa3e
MEINKO-TeHETHUECKON KOHCYIbTali BUTeOCKOro 001acTHOr0 JUarHOCTUYECKOTO LIEHTpA.

PE3YJIBTATBI U UX OBCYKIEHUE

[Ipu KIMHUYECKOM M IIUTOTCHETUYECKOM aHanm3e 26 ciydaeB cuHiapoma TepHepa ObUIH BBISBICHBI
OOIIHOCTH M pa3nuins PeHOTHITa, INTOTEHETHIECKIE BapUaHThl JaHHOTO 3aboneBanus. Y 54 % manueH-
TOK CHHJIpOM TepHepa BBISBJICH B MyOepTaTHOM neprone ux ku3Hu (12 — 17 ner), oOpaTtuBLIMXCS 32 Me-
JUIIMHCKON TIOMOIIBIO B CBSI3HM C aMEHOpeeH W (MJIH) 3aJIePiKKOM MOIOBOT0 pa3BUTHUs; Y 27% B3pOCIbIX
xeHmuH (18 — 29 met), 00cIe0BaHHBIX B CBSA3HM C aMEHOpee W HapyIIeHHEM pPernpoAyKTUBHOU (QyHK-
unu; y 15% nesodex — B getckom Bospacte (3 — 11 meT), oOcae10BaHHBIX 10 TTOBOAY 3aA€PKKH (pH3Ude-
CKOTO Pa3BUTH U (WIIN) BPOKACHHBIX OCOOCHHOCTEH pa3BUTHs; B 4% CIy4aeB y HOBOPOXKJICHHBIX JICBO-
YeK, 00CIIeIOBAaHHBIX B CBA3M C HAIMYHEM JTUMQOOTEKa U (FITH) BPOKICHHBIX 0COOCHHOCTEH pa3BUTHSI.

[Ipu murorenerndeckoM obcienoBannn y 58% ManMEeHTOK ompeierieHa MOHOCOMHS X XPOMOCOMEI,
kapuotun — 45,X; y 8% ManueHToK — MO3audyHbIN BapuaHT, kapuoTui — 45,X/46,XX; nenenus X Xpomo-
coMsl BeisiBlieHa B 11% cnydaes, BapuanThl kapuotuna — 46,XX,del(X); 45,X/46,X,1(X)(p); y 23% Gomnb-
HBIX HaljieHa m3oxpomMocoma X, BapuaHThl kapuotuma: 46,X,idic(X); 46,X,psu idic(X); 45,X/46,X,psu
idic(X).

OO01HOCT ¥ BapruabenbHOCTh KIIMHUYSCKUX MPOSBICHUN NIPE/ICTABIICHBI B Ta0OIHIIE.

Knaccuueckas Tpuaga mpu3HakoB (TI0J0BOI MH(MDAHTHIN3M, HH3KOPOCIOCTb, IMUPOKAas JIaTepalibHas
CKJIaIKa Ha mee) nmpucyTcTBoBana y 77% (20 manmentok). B 23% ciywaeB (6 manmmeHTOK) ¢ TOATBEp-
JKICHHBIM IIUTOTEHETHYECKU CUHAPOMOM TepHepa KIMHMUYECKas KapTHHA HE COOTBETCTBOBAIA KJIacCHUYe-
CKOM, MUTOTeHETUYECKH 3TO OBUIH CIEIyIOIIe BAPUAHTHI: 0JTHA MOHOCOMUS X, JBE Jenennu X
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1 Tpu u3oxpoMocombl X. B 4% ciyuaeB (1 manueHTKa) ¢ IUTOr€HETHIECKUM BapHaHTOM CHHIpOMa
n30xpoMacoma X MPUCYTCTBOBAIN BTOPUYHBIC MOJIOBBIC MPU3HAKK U U3MEHEHHAss MEHCTpyalbHas QyHK-
ust. B 8% cnyuaeB (2 manueHTKH) ¢ MUTOTCHETUYECKUM BaPUAHTOM M30XpoMocoMa X MOJI0OBOW MH(DaH-
TUJIN3M OBLT BBIPAXKCH HESPKO, M MPHCYTCTBOBANA PE3KO M3MEHEHHAsi MEHCTpyanbHas QyHKius. Huzko-
pocioctu He 6bu10 y 12% obcnemyempix (3 MaMEeHTKN) ¢ MATOTEHETHYECKUME BapHaHTaMH: JIBa CITydas
n30XpoMocoMbl X 1 ouH — aejenus X. KpeuioBuaHoW KOPOTKO#t mien He Obu1o B 23% cityuaes (6 maiu-
€HTOK) C IUTOTEHETHYCCKUMH BapUaHTAMU: OJTHA MOHOCOMUS X, JIBE AeNelul X U TPH H30XPOMOCOMEBI

X.

[TpuzHak KonuuecTBo namnuenTos u3 26
[TonoBoii MHGAHTHIU3M 25
Huskopociocts 23
Illeiinas ckiiagka, KOPOTKas IIes, HU3KUH POCT BOJIOC Ha Iee 20
CHM)KEHUE MHTEIUIEKTA 2

HpeHaTaﬂBHaH TUTIOIIIa3usl

4 — na, 16 — HET, 6 — HCU3BECTHO

JlumdooTtex

2 — na, 24 — HEU3BECTHO

CyXx0CTh KOXH, IIEeTyIIeHNEe, THITEPITUTMEHTAIIHS 10
JluneBble OCOOCHHOCTH: AHTHMOHTOJIOMIHBIN pa3pe3 Trias, 1
NI TO3, 3MUKAHT, TJIOCKOE MEPEHOChE, TOTHYECKOe Hebo

[ITupoxas rpyAHas KIeTKa 11
JucMopduyaHbIe yITHBIE pAaKOBUHBI 9
IITupoxue KUCTU, YKOPOUECHHUE METOKAPIAJIBHBIX KOCTEH 4

Cocynauctsie kpu3bl, BIIC

9 (u3 mux 3 BIIC)

I'maporedpos™

1

Mauble ckeyeTHbIE aHOMAINHU

2

CHuXeHHe oCTPOTHI 3peHusl (MUOMHNSA)

2 (He ceMeHHBIN MPU3HAK)

CHxeHue OCTPOTEI CJIyXa

1 (He ceMeilHBIN MPU3HAK)

AyTOMMMYHHEIE 3a00JIeBaHUs (THPEOUINT) 1
*BOJIBIIMHCTBY MAIIMEHTOB HE MPOBOUIIOCH JIeTAIbHOE 00CIIeI0BaHIE OYEK.

BbIBO/JbI

TakuM 00pa3oM, IPOBEJCHHBIN aHAN3 JEMOHCTPUPYET BapHaOeIbHOCTh B (PeHOTHIIE CHHApOMa Tep-
Hepa. HecMoTpst Ha TO, 4TO Kitaccuyeckas KapTHHA JOCTATOYHO OYEBHIHA, Y YaCTH MAIlEHTOB HE OBIBACT
HOJHOTO Kiaccuueckoro ¢enoruna. [lo ananusy 26 cmyyaeB cunapoma TepHepa GeHOTHI, BBIXOISIINHA
33 paMKH KJIACCHYECKOT0, KaK IPaBUJIO, COOTBETCTBOBAJI 00jiee PEAKUM IUTOICHETHUECKUM BapUaHTaM:
nenenust X, u3oxpoMacoma X.

Pacmmpenne paMoOK KJIaCCHYECKOTO ()EHOTHIA ITO3BOJMT B OoJiee paHHEM BO3pacTe BBISBISATH CHH-
npom TepHepa u, B CBOIO 0depeh BOBpeMs HazHAa4YaTh 3aMECTHTEILHYIO TOPMOHAIBHYO Tepanuio (mol16
JIeT aHaOOIMYECKUE CTEPOUIBI C IIETBI0 KOPPEKIIUHN POCTa, a rnociie 16 JIeT 3cTpOoreHsl, 3aTeM I'eCTOTeHbI ¢
LEJIBI0 YIYYIIEHUS] COMAaTHYECKOIO COCTOSTHUS, CHHKEHHSI PUCKA OCIOXKHEHUH, YIyUIIEeHUs MCUX03MO-
LIMOHAJIBHOTO CTaTyca W C KOCMETHYECKOH Leinblo). PaHHAA amarHoctuka 3aboneBaHMs M Ha3HAUYCHHE
KOPpETHPYIOLIEH Tepanuy B 3HAUMTENILHOM CTENEHHU MOBBICAT KaYeCTBO JKMU3HU MAlMEHTOK M MOMOXKET
UM B COLIMAJIBHON afjanTtaiuy.
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THE CLINICAL-CYTOGENETICAL VARIANTS OF A SYNDROME
SHERESHEVSKY-TERNER

S.A. GOLUBEVA, O.V. MALTSEVA, T.V. POLYAKOVA

Summary

The cytogenetic researches of patients of different age groups with the preliminary clinical diagnosis
Turner's syndrome are presented in the artical. The carried out analysis shows variability in a phenotype
of a syndrome of Turner. Thus, not looking that the classical picture is obvious enough, the part of pa-
tients does not have a full classical phenotype.
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