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Beenenne. Cunnpom Ilaray, u3zBecTHbIM Takke Kak Tpucomus mo 13-ii xpomocome,
IpeJCTaBIsieT CcOOOM KpailHe peakoe M TsKeloe TEeHETHMYECKOe pacCTpPOMCTBO,
BO3HUKAIOIIEE M3-32 HAIWYHS M30BITOYHOH 13-i XpOMOCOMBI B KJIETKax OpraHU3Ma.
OTa XpOMOCOMHAsl aHOMaJIUsl 00YCIIaBIMBAET IIUPOKUHN CIEKTP BPOXKIAECHHBIX 1€(DEKTOB
U HapymIEHWH pa3BUTHS, BKIOYas JeQEeKThl Cep/la, pacilieNuHbl ryd u Heba,
YMEHBILICHHBIH pa3Mep rojioBbl (MUKpoLedaausi) U MaTOJOTMH HEPBHOM CHUCTEMBI.
VYuuTtbiBas TAKECTb COCTOSIHUS, CBOEBPEMEHHAs JIMarHOCTUKA M TE€HETUYECKOe
KOHCYJIbTUPOBaHUE UMEIOT IEPBOCTENIEHHOE 3Ha4YeHHUe. CoBpemMeHHbIE
JUarHOCTHUYECKUE MHCTPYMEHTHI, Takue Kak Y3U u aHanu3 kapuoTuia, MO3BOJISIOT
BBISIBUTh CHUHIPOM Ha paHHMUX JTanax OepeMeHHOCTH, 4YTO [JaeT pOIUTENsIM
BO3MOYKHOCTh IIPUHUMATh HH()OPMUPOBAHHBIE PEILICHHS.

Heuasb ucciaenopanms. /laHHoe ucclielOBaHUE HANpPABICHO HA JETAlIbHOE H3y4EHUE
KJIIMHUYECKOW KapTuHBI cuHapoma [laray, aHanu3 npuMeHsieMblX METO/I0B JUarHOCTHKH,
OLIEHKY NEepCHEeKTHB JJIs NAllMEHTOB M OIpeesIeHue BaXKHOCTU paHHEH JUarHOCTHKH.
Kpome TOro, pabora mocBsimieHa OIEHKE JS(P(EKTUBHOCTH TI'E€HETUYECKOTO
KOHCYJIbTUPOBAaHUsI B IENAX CHIKEHHs pPHUCKA BO3HHKHOBEHHUS XPOMOCOMHBIX
aHOMAJIMK y Oy TyIIHuX JeTeH.

Matepuaabl u MeToAbl. B paMkax uccienoBaHusi ObUIM MPOAHATU3UPOBAHBI JaHHBIE
U3 MEIWIMHCKUX W TEHETHYECKMX 0a3 MJaHHBIX, a Tak)Ke HaydHbIe CTaTbhH,
noceslieHHble cuHapomy Ilaray. Oco0oe BHHUMaHUE yJEIEHO METOAAaM JIMarHOCTUKH,
TakUM KaK KapUOTUIIMPOBAaHUE — METOJ, IO3BOJSIOLUMI MOATBEPAUTh HAIUYHE
TpucoMuu 13, M yIbTPa3ByKOBOE HCCIEIOBAaHME, MCIIOJIb3YeMOE JJIsl BBISBICHUSA
CTPYKTYPHBIX OTKJIOHEHUH B pa3BUTHUHU ILJIOJIa HAa PaHHUX Cpokax OepeMeHHOCTH. J{is
MOJTBEPXK/IEHUS BBIBOJIOB ObUIO NMPOBEICHO U3YyYEHHE psia KIMHUYECKUX CIIydaeB C
IIPUMEHEHUEM yKa3aHHbIX METOJIOB.

Pe3yabTaThl uccaenoBanus. B pamkax mpoBeIEHHOIO MCCIEIOBAHUS YCTaHOBIIEHO,
yro cunapoM [laray — kpailHe penkoe 3a0ojieBaHUE, PETUCTPUPYEMOE B CPEIHEM C
gactotoii or 1 cmyuas Ha 10 000 mo 16 000 HOBOpOXAECHHBIX. Y OOJBIIMHCTBA
MAIMEHTOB, CTPAJAIOIINX STUM CHHIPOMOM, HAOIIOAIOTCS BBIPAKCHHBIE (PH3NUECKUE
OTKJIOHEHUsI, B YACTHOCTH, BPOXKJICHHbIE MOPOKU cepAua (BeisaBieHb B 80% ciydaes),
paciuenuHsl Ty0 ¥ Heba, HEOpa3BUTHE IOYEK (TMIOIUIa3us), a TakKe HapylICHUs B
pasBUTHUM MO3ra, MPHUBOJAIIME K CHUXKEHUIO HMHTEJIEKTYalbHbIX CIIOCOOHOCTEH.
CornacHo coOpaHHBIM JaHHBIM, 3HAYHTEIbHAs YacTh jAeTell ¢ cuHapomom Ilatay He
BBDKMBACT 10 JOCTM)KEHHUS T0JIOBAJIOTO BO3pACTa, XOTSA B MCKIIIOUUTEIBHBIX CIIydasx
BO3MOXXHO OoJiee JJIUTENbHOE TEe4YeHHE >KU3HMU. JluarHocTtuka 3a0oJjieBaHuUs, Kak
npaBuio, OazupyeTcs Ha pe3yibTaTax KapUOTUIIMPOBAHMS, a TakXKe Ha JaHHBIX
YJIBTPa3BYKOBOI'O HCCIIEIOBaHUS, MO3BOJIIOIIEIO BBIABUTH AHOMAIMM €Il€ B IEPUOA
O6epemenHOcTH. CBOEBPEMEHHOE BbISBIEHUE 3a00JIEBaHUS MPEAOCTABISAET POIUTEINSIM
BO3MO)XHOCTb INPUHATH B3BELICHHOE DPELICHUE OTHOCUTEJIBHO JalbHEHMILEro TeueHUus
OCpEeMEHHOCTH.

3akiarovyenusi. Cunapom Ilaray sBisieTCsl TSDKEIbIM I€HETHUECKUM PacCTPOMCTBOM,
XapaKTepU3YIOIUMCSI ~ MHOXECTBEHHbIMH  (U3WYECKMMH U KOTHUTHUBHBIMHU
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HapymCHUAMUA. HpOFH03 AJI MaoueHTOB € 3TUM CHUHAPOMOM, KaK IMPaBHJIO, OCTACTCsA
He6HaFOHpI/I$ITHI)IM, H OOJIBIITMHCTBO )IeTeI;'I HE JOKHUBAIOT A0 IICPBOIO IoJia )KMU3HU. TeMm
HE MCHEe, paHHss JUarHOCTHKA, OCHOBAHHAs HA KAPUOTHITUPOBAHHUH U YIIBTPa3BYKOBOM
CKPHUHHUHIC, MMO3BOJIACT CBOCBPEMCHHO BBIABUTL CHMHAPOM U MPEAOCTABUTH POAUTCIIAM
BO3MOXKHOCTh [PUHATh OCO3HAHHOE pelieHHe. | eHeTHYecKoe KOHCYJIbTHPOBAHUE
npuobperaeT 0coOyr 3HAYUMOCTh B KadecTBE MPOQMIAKTUYECKON MeEpbl, 0COOCHHO
Al OKSHIMH CTapLIero PEHpOAYKTHBHOIO BO3pacTa, BXOAAIIMX B  TPYIILY
IIOBBIIICHHOI'O pHUCKa. Pannee Ha4daJlo HOI[)]ep)KI/IBaIOHIGf/'I TCparnun u
CIICIIMATU3MPOBAHHON MOMOIIM MOXET CYIIECTBCHHO YIYYIIMTh KauyeCTBO >KU3HH
MManucHTa U OKa3aTb MOAACPIKKY CEMbE, CTOHKHYBmeﬁCﬂ C TPYAHOCTAMHU, CBA3aHHBIMU
C ATUM 3a00JIeBaHHUEM
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