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AKkTyanbHocTb. Cungpom [llpagepa — Bwnnu (CMNB) —
XPOMOCOMHas aHOManus, CBA3aHHasa C NopaxeHuem Npok-
cvMasnbHOM 06nactu AIMHHOrO nneva 15-M XpOMOCOMbI.
CpeaHuit BO3pacT yCTaHOBNEHUS JMarHo3a MpUXOAMTCA Ha
3-1 roj *u3HU. Ha coBpeMeHHOM 3Tane nocraHoBKa [Aua-
rHo3a ClB B HeoOHaTanbHOM MepUOoAe YPE3BbIHYANHO COXKHA.
Llenb uccnepoBaHusa. OnvcaHne KIMHUYECKOrO clyyas
cuHapoma lMpagepa — Bunaun y HeAOHOLWEHHOro pebeHKa.
MayuneHTbl U MeToabl. VicTopusa 60/1€3HU HELOHOLLEH-
HOWM AeBOYKM M. ¢ rectauMoHHbIM Bo3pacTtom 32 Hea 5 aHen,
U3 ONXOpPUanbHOW AMAMHUOTUHECKOW ABOWMHW, POAMBLLENCS
W nNonyyunBLlen nevyenune B ycnosusax bY300 «opoackon Ku-
HUYECKUM NnepuHaTanbHbln LeHTp» . OMcKa. Cubc — cecTpa,
3popoBa. poBefeHne y HEAOHOWEHHON AEBOYKM LMarHo-
CTUYECKOr0 NOUCKa NPUYUH Pa3BUTUS CUMNTOMOKOMMNEKCA
«BSNOro pebeHKa» C y4eTOM aHaMHECTUYECKOTO, OOBEKTUB-
HOro, 1abopaToOPHOro U UHCTPYMEHTANIbHOrO 06CNef0BaHuUS.
Pe3ynbTratbl. [leBo4Ka M., nepBbii pebeHOK U3 ABOWMHM,
OT MO0abIX poanTenen. Poabl NpexaeBpemMeHHble, B 32 Hep.
Macca npu poxaeHun — 1809 r, gimHa — 41 cm, 4TO
COOTBETCTBYET recTaunoHHOMY Bo3pacty. [pu poxaeHuu
COCTOSIHUE THXENOe 3a CYET [bIxaTelbHOW HEA0CTaTO4HOCTH
W reMoAMHaMUYECKUX HapyLWeHUH. B HeBponornyeckom cra-
Tyce — cuMNTOMbI yrHeTeHus LUHC ¢ BblipaxeHHOW Mbllley-

dreoy BO OMIMY Munsgpasa Poccun, OMcK, Poccuitckasn Pepepaumsa

HOW rMnoToHuWen. Mo pesynstatam UccnefoBaHUd XPOMOCOM-
HOW NaToNIorMm He BbiBeHO. nbdepeHumnanbHbln AnarHo3
NPOBOAMIICA MEXAY HEPBHO-MbIWEYHbIMU 3ab601eBaHUAMM,
cuHApOManbHoW GopMOM NaTonoruu, HacneACTBEHHbIMU
60ne3HaIMU 0OMeHa BELLECTB U MUTOXOHAPUaNbHbIMKU 3a60-
neBaHuaMu. MetooM ra3oBom xpoMaTtorpadun UCKIOYEHbI
HacneACTBEHHbIE aMWHOALMAONATUKN, OpraHUYeckue auu-
aypun 1 pedeKTbl MUTOXOHAPUANbHOTO 6eTa-OKUCIEHUS.
Mpu 3H3MMOAMArHOCTUKE UCKloYeHa 6one3Hb [Momne. He
yCTaHOBMEHa Aeneums ak3oHa 7 reHa SMNL, 4To UCKNtoYaeT
CMUHanbHO-MbIWeYHylo atpoduio 1-ro Tuna. UccnegosaHue
metogoM FISH yctaHoBuno peneuuio B cermeHte 15911
reHoB SNRHN u UBE3A, xapaKTepHbIXx AN CcUHApOMa
Mpagepa — Bunnu. C Bo3pacTtoM dopmupyetcs deHoTun
cuHgpoma lMpagepa — Bunnu.

3akniouenue. CuHapom lNpagepa — Bunnu y Habnwoga-
eMoro pebeHkKa 6bln ycTaHOB/EH B 3 MEC XU3HU. TpyAHOCTH
paHHeN AMarHOCTUKKU OBYCNOBEHbI OTCYTCTBUEM TUMUYHbIX
GEHOTUNUYECKUX NPOSIBIEHUI 3ab0/ieBaHUS B HeoHaTaslb-
HOM Mepuoje, HEeOTArOWEHHbIM CEMEWHbIM aHamMHe30M
W HaNM4YneM 340POBbIX CUOCOB. CUMNTOMOKOMMEKC «BSAIO-
ro pe6eHKa» C BblpaXEHHON MbILLEYHOW TMNOTOHUEN NOCNY-
UM OTNPaBHOM TOYKOM ANna AnddepeHumanbHO-AMarHocTum-
4eCKOro noucka.
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