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OnpepneneHue

*CuHApoM [layHa — XpOMOCOMHasi aHOManusl, NMpyu KOTOPOW B KapuoTune
MMEITCS IOMNOSTHUTENbHbIE KOMUM rEHETUYECKOro MaTepuana no 21-oi
XPOMOCOME,

T. €. HabnoaaeTca TpucoMus Mol




KnuHuyeckue npusHaku cuHapomMa aayHa:

-Kpyrnoe nvuo Lo~

-MoHronouaHbIn
paspes rnas I B

-ONUKaHT




[Mpu4ynHbl cuHgpoma [ayHa:

=B HOpMe K/IeTKM Yesi0BEYECKOro OpraHu3Ma coaepxart no 23 napbl XpPOMOCOM
(HOpManbHbIN XeHckui kapuoTtun 46,XX; myxckon — 46,XY). Mpn 3ToM ofHa
13 XPOMOCOM KaXX[0M Mapbl HacneayeTcsl OT MaTepu, a Apyras — oT oTua.
[eHeTnYeckne MexaHu3Mbl pa3BUTUSA cMHAPOMa [layHa KpotoTcs B
KONIMYECTBEHHOM HapyLUEHUM ayTOCOM, Koraa K 21-o1 nape XpoMoCcoM
NPUCOEANHSIETCA LOMOMHUTENbHBIN FEHETUYECKMI MaTepuan. Hanvuve
TpUCOMUM MO 21-0/ XPOMOCOME OMNpeAenseT YepThl, XapakTepHble Ass
cuHapoMa [layHa.

=[losiBNEHME AOMOSIHUTENBHON XPOMOCOMbI MOXET 6biTh 06YC/TOBNEHO
FEHETUYECKON CITyYaHOCTbIO (HEPACXOXKAEHWMEM MAPHbIX XPOMOCOM B
OBOrEHE3€ WM CriepMaToreHese), HapyLIEHWEM KIETOYHOrO AENEHUS YKe
rocrie onyio0TBOPEHUSI NMMB0 HAaCNe0BaHNEM FrE€HETUYECKOW MyTaLIMKN OT
MaTepu unm otua. C y4eToM 3TUX MeXaHM3MOB B FEHETMKE PasINyatoT Tpu
BapuaHTa aHOMaNMK KapuoTuna npu cuHapoMe [ayHa: perynsipHyto
(NPOCTVIO)TPUCOMUIO, MO3aULIM3M U HecbanaHCUPOBaHHYIO TPaHC/IOKaLWIO.



3 BapuaHTa aHoOManuMu Kkapuotuna npu
CuHpgpome [layHa.

= BO/IBILUMHCTBO CryyYaeB cuHapoMa [ayHa (okosio 94%) cBA3aHO C NMPOCTOM
Tpucomueit (kapuotun 47,XX, 21+ unu 47,XY, 21+). Npu 3TOM TpK KOnum
21-0l4 XpPOMOCOMbI MPUCYTCTBYIOT BO BCEX KJIETKAX BCIEACTBUE HApYLIEHUS

pa3feneHnst NapHbIX XpOMOCOM BO BPeMsI MEN03a B MaTEPUHCKOW Wn
OTLIOBCKOM MOJIOBbIX K/IETKAX.




=0kono 1-2% cny4aes cuHapoMa [layHa npuxoamTcs Ha Mo3anyHyto dhopmy,
KoTopasi 06ycrioBfieHa HapyLUEHWMEM MUTO3a TOJTbKO B OAHOM KIIETKE
3apozpblLla, HAaXoAALErocs Ha ctaauu 6nacTysbl UK racTpynbl. Mpu
MO3auLM3Me TPUCOMUS 21-0i XPOMOCOMBI BbISIB/IIETCS TOMbKO B A€pUBaTax
3TOW KNETKM, a OCTa/lbHasi YacTb KIETOK MMEET HOPMaJibHbI XPOMOCOMHbIN

Habop.




= TpaHcnoKaumoHHasa opMa cnHapoMa [ayHa Bctpeyaetcs y 4-5% nauneHToB.
B aToM cniyyae 21-a xpoMocoMa n1mbo ee pparMeHT NpUKpenISeTcs
(TpaHCIoUMpyYeTCsl) K Kakon-nnbo M3 ayToCOM M NMpY MEN03€e OTXOAUT BMECTE C
Hell BO BHOBb 06pa30BaBlLLIytOCS KIeTKY. Hanbonee YacTbiMu «06beKTaMmn»
TpaHCcNoKaumn cnyxat XpoMocoMbl 14 n 15, pexe — Ha 13, 22, 4 n 5. Takas
MEepPEeCTpoiiKa XPOMOCOM MOXET HOCUTb C/yYalHbIN XapaKTep unu
HacnefoBaTbCs OT OAHOr0 U3 POAUTENEN, ABSIIOLLErOCS HOCUTENEM
c6anaHCMpOBaHHOW TPAHC/IOKALMM U MUMEIOLLEro HOpMasibHbI heHoTun. Ecnm
HOCUTENEM TPaHCIOKaLUMN BbICTYMAET OTEL, TO BEPOSTHOCTb POXKAEHNS
pebeHka ¢ cuHapoMoM [layHa cocTaBnsieT 3%, ecnv HOCUTENbCTBO CBA3aHO C
MaTEPUHCKUM reHETUYECKMM MaTepuasnoM, puck sospacraet Ao 10-15%.




- KnuHnyeckme npodasBrieHna cuHgpoma
[ayHa

=KnnHnyeckas cumnToMaTtuika cuHapoMa [ayHa pasHoobpasHa: 3To u
BPOXAEHHbIE NMOPOKM Pa3BUTUS, U HAPYLLUEHUS MOCTHATasIbHOrO pa3BUTUS
HEPBHOWM CUCTEMbI, Y BTOPUYHbBIN UMMYHOAEDULNT U Ap.

[etn ¢ cuHapoMoM [layHa poXkAatoTcsl B CPOK, HO C YMEPEHHO BblpaXXEHHOM
npeHaTanbHoM runonniasmen (Ha 8—10% HuXe CpeaHuX BEMUMH). MHorme
CMMMTOMbI CMHAPOMa [layHa 3aMeTHbI MpU POXAEHMWN, B MOC/EAYIOLLEM OHU
nposBnstoTcs 6onee YETKO. KBannbMUMPOBaHHLIN neanaTp CTaBuT
npaBWbHbIA AMarHo3 cuHApoMa [layHa B poAuSibHOM AOME HE MEHEE YEM B
90% cnyyaeB. 3 yepenHo-1LUEBLIX AN3MOPdUIA OTMEUAIOTCS MOHIOMIONAHBIN
pa3pe3 a3 (No 3Tol NpuYnHE cMHAPOM [ayHa A0/ro HasbliBasu
MOHIO/IOMAN3MOM), KpYrioe ynoWEHHOEe ML, NIocKasl CMHKa Hoca,
3MNWKAHT, KPYMHbI (0BbIYHO BbICYHYTbIN) 53bIK, Gpaxuuedanus,
AethopMMPOBaHHbIE YLUHbIE PAKOBUHbI




=XapaKTepHa MbllLUEeYHast FUMNOTOHUS B COYETaHMUM C pa3boNTaHHOCTbIO
CyCTaBOB

YacTo BCTpeyaroTcsl BPOXKAEHHBIM MOPOK cepaua, KIMHOAAKTUNS,
XapaKTepHble N3MeHeHUs aepMaTornnduky (YeTblpéxnanbLlesas, unm
«06e3bsHba», CKaAKa Ha NafgoHKW, ABE KOXHble CKNaaKu BMECTO TPEX Ha
MU3MHLE, BbICOKOE MOSIOXKEHME Tpupaauyca v Ap.). NMopoku XKT
HabnogatoTca peako. YactoTta kakoro-nmbo cumntoMa B 100% cny4yaes,
KpOMe HMU3KOro pocTta, He OTMeYeHa.
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[MporHos cuHgpoma [JayHa

=BO3MOXHOCTM 06y4aeMoCTV U couManvsaumm uLy ¢ CUHAPOMoM [ayHa
Pa3NNYHbI; OHWM BO MHOTOM 3@BWUCSAT OT MHTENNEKTYaNbHbIX COCOGHOCTEN
AETen 1 OT YCUNUI, NpUIaraeMbiX poAUTENsSIMU U NeaaroramMu. B
60/bLIMHCTBE C/lyYaeB AeTSM C CMHAPOMOM [layHa yaaeTcs NpuBKTb
MWHMMasIbHbIEe 6bITOBbIE 1 KOMMYHMKALMOHHbIE HaBblKM, HEO6XOAUMbIE B
MOBCEIHEBHOM XM3HU. BMECTe € TeM, M3BECTHbI Clly4an YCMEXOB TaKMX
MauMeHTOB B 06/1aCTN M306pa3nUTENbHOrO MCKYCCTBA, akTEPCKOro MacTepCTBa,
CropTa, a Takxe MosyYeHns BbiCliero obpasoBaHus. B3poc/bie ¢ CMHAPOMOM
[layHa MOryT BECTU CaMOCTOSITENIbHYIO XM3Hb, OB/lafeBaTb HEC/TOXKHbIMM
npodeccunsmMm, co3naBaTh CEMbM.







[MpodomnnakTuka

=0 npodunakTnke cMHApoMa [layHa MOXHO rOBOPUTb TOMBKO C MO3ULMK
YMEHbLUEHMS] BO3MOXHbIX PUCKOB, MOCKOJIbKY BEPOSITHOCTb POXAEHMS
60/1bHOIO pebeHKa CyLIEeCTBYET B /1060 nape. AKyLLepbI-TMHEKOIOrU
COBETYIOT XXEHLUMHAM He OTK/IaAblBaTb 6EPEMEHHOCTb Ha MO34HMUIA BO3PaCT.
MporHo3mpoBaTh poXxaeHne pebeHka ¢ cuHApoMoM [layHa Npu3BaHO MOMOYb

reHeTNYECKoe KOHCY/IbTUPOBAHME CEMEN U CUCTEMA NMpeHaTalbHoro
CKpPUHWHra.




