Cungpom nomkou X-Xpomocombl

C VIHAPOM NOMKOW X-XPOMOCOMbI, TaKXe Ha3blBaeMblll CUHAPO-
Mom MapTurHa-benna, aenaeTca 3aboneBaHVeM C HemeHpAe-
JIMPYIOLWUM HacnefoBaHUeEM, Hanbosiee pacrnpoCTpPaHeHHON Ha-
CneacTBEHHON MPUYNHOWN NErkon 1 TAXeno YMCTBEHHOW OTCTa-
JIOCTV 1 Hanbosee YacTo MOHOTreHHONM NMPUYMHON PACCTPOCTB
ayTuctuyeckoro cnektpa [1].

KATEFoPuA
« BpoxaeHHble aHoManuu [Mopoku Kpoeul, aedopmMaLim 1 XpoMo-
COMHbIe HapyLIeHWs

KoA Mo MKB-10
+ Q99.2 Jlomkasa X-xpomocoma

CrHAPOM NIOMKOI X-XPOMOCOMbI ABMAETCA pe3ybTaToM NoBTope-
HUA TPUNNETOB UNCTenH-ryaHnH-ryaHnH (CGG) n nx metunmposa-
HWA, 4TO BneyeT 3a coboi monuaHue reHa FMR1 (fragile X mental
retardation-1) Ha X-xpomocome (puc. 1). benok FMRP (npogykT re-
Ha FMR1) B3aumopeincteyeT C prboCcomMamu, KOHTPONMPYs TPaHC-
nAUMIo onpefeneHHbIX MeCCEHAXKEPOB U CMHAMNTUYECKYIO NIacTny-
HOCTb — MeXaHW3M, OTBETCTBEHHbIV 3a peanu3auuio peHoMeHOB
namATn n obyueHus. CnegosatenbHo, otcytctBue FMRP Bbi3biBaeT
3HAUUTENbHbIV MHTENNEKTyaNbHbIN aedbuunT. Y 300poBbIX Nnogen
oTmeuyaeTca <54 CGG-NoBTOpPOB, a Yy Ntogen ¢ CUHAPOMOM JIOMKOM
X-xpomocombl — >200. CumTaertcsa, 4yto y niogen ¢ 55-200 CGG-no-
BTOpaMu MPUCYTCTBYeT MpemyTauma C OTCYTCTBMEM TUMUYHOM
KIIMHUYeCKon cMmnTomMaTuky. OfHaKO C NMOBbIWEHVEM YMCia Mo-
BTOPOB yBENMUYMNBAETCA BEPOATHOCTb, YTO NnocreayoLlas MyTaums
npusegeT K >200 noBTOpam y criefiytowero nokoneHms [2].
CUHOPOM JIOMKOM X-XpOMOCOMbl BCTPEYaeTCA C YacTOTON npu-
mepHOo 1/4000 my»umH 1 1/8000 »eHwmnH. OgHaKo ToYHasA YacToTa
Heun3BecTHa [3].

Puc. 1. CuHppoM cnomaHHON X-XpOMOCOMbI, MIITIOCTPaLuA.

HopmanbHan X-xpoMocoMa MyTaHTHbIA red FMR1

Kak npaBuno, HOBOPOXKAEHHbIE C CUHAPOMOM JIOMKOW X-XpOMOCO-

Mbl HE MMeIOT KJIMHWYECKUX Npu3HakoB 3abonesaHuA. B paHHem

[eTCTBE CTaHOBATCA OYEBWAHbIMY GU3NYECKUe, KOTHUTMBHbIE W

nosefeH4Yeckne ocobeHHocTu [3]:

+ BbITAHYTOE IMLIO C AJIMHHBIMM FNAa3HbIMU LLENAMY, @ TakKe [JINH-
HbIM YOHbIM >Keno6KoM

« BoicTynatowmii 106 1 oTToNbIpeHHbIE YLK

+ Bbicokoe apouHoe HebO 1 CKyYeHHOCTb 3y60B

« CTpabunam n acturmaTiam

+ CBepxpacTaKnMble CycTaBbl NanbLeB

+ MocTny6epTaTHbIN MaKpOOPXU3M
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« [MnepakTMBHOCTb, Cygoporu

+ fl3bIKOBble pacCTpoCTBa 4O NMOMHOrO OTCYTCTBUA Peyn B 3aBUCU-
MOCTM OT TsXKecTu deHoTuna

NoeHTndukauma skcnaHcmm TpuHykneotuga CGG B kKauecTse rnas-

HOro MexaH13ma mMyTauum Npu CUHLPOME TOMKO X-XPOMOCOMbI B

1991 r. OTKpbla HOBYIO IMaBy B MONEKYNAPHOWN ANArHOCTUYECKON

reHetuke [4]. COOTBETCTBEHHO, ANarHO3 yCTaHaBNMBaeTCA Ha OC-

Jlumepamypa

HOBE MONEKYNAPHO-TeHEeTUYECKOro TeCTUPOBaHUS,
onpepenseT konnyectso nosTopoB CGG B reHe FMRT.
JlekapcTBa OT CMHAPOMA TOMKOW X-XPOMOCOMbI HeT [5]. MNMomolyb
nauveHTam 3aKslyaeTcs B IOroneanyeckom ConpoBOXAEHNN, MO-
Be[EHYECKON Tepanuu, CEHCOPHOW UHTerpauun, cumntoMaTmye-
cKow Tepanun [3].
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MpenHa3HaYeHo NCKNIOUNTENbHO AJi CNeLranvcToB 34PaBOOXPAHEHUS.
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