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PAHHAA AWATHOCTUKA CUHOPOMA MNMPALOEPA-
BUIIIIN Y HOBOPOXXAEHHOIO PEBEHKA
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®IrBOY BO «[MprBOMKCKMA nccnegoBaTenbCKUia
MeauLUHCKUA yHuBepcuTeT» Munsgpasa Poccun,
HwxHuin Hosropog, Poccus

Knrouesnie criosa: demu; cuHOpom lNpadepa—Bunnu;
OQuazHocmuka; oXupeHue; 2urno2oHadu3m; yMcmeeHHasi
omcemanocme

Axmyanvnocms. Cunnpom IIpanepa—Bumm (CIIB) — Ha-
cleZICTBEHHOE 3a00neBaHne, OTHOCAIeecs K O0NIe3HIM TeHOMHOTO
UMIIPHHTHHTA, 00yCIIOBICHHOE Nenenuei cermenTa 15q11.2-q13
Ha 15-if XpoMOCOME OTLIOBCKOTO NMPOUCXOKICHUS, MATEPUHCKOM
OZIHOPOAUTENHCKON TUCOMUY WIIM MyTalluel IeHTpa UMIPUHTHH-
ra (red SNRPN), xapakrepusyercsi BBIpaXXEHHON MBIIIEYHON TH-
MTOTOHUEH, 3aJepKKOH (PU3NIECKOTO U YMCTBEHHOTO Pa3BHTHS,
THIOTOHAAU3MOM, OXKHMpeHHeM. TpyaHOCTH KOPPEKIUH Hapylle-
Huii npu CIIB o0ycioBieHa OTCYyTCTBHEM STHONATOICHETHYEC-
CKOTO JICUECHHUSL.

Onucanue xkaunuveckozo caydas. OOCen0BaH MaJbuauK M.,
oT 2-ii bepeMeHHOCTH Ha (pOHE MHOTOBOJHS, KAaHIMIO3HOTO Ba-
ruauTa. Ponpl B cpok, pusnonornveckue. Macca Tena mpH po-
saenun: 2637 1, anuHa Tena 47 oM, olleHKa 1o 1mkaine Anrap 8/8
0ayoB, runoTOHUS, runopediekcus. OObEKTUBHO MPH TOCIH-
Tanu3anuy: Juddy3Has MbIICYHAs TUIIOTOHUS, YTHETEHHE ped-
JIEKCOB HOBOPOXAEHHBIX, CTUTMBI AU33MOpHOTreHe3a (ToJICThIe
aJIbBEOJISIPHBIE OTPOCTKH, JAJIMHHAS LIes, IPOrHATHU3M, KPHIITOP-
XH3M, MAKPOIIEHHC, YMEHbIIEHHbIE KUCTH PYK M cTONbI HOT). O0-
LMH aHAJIW3 KPOBH ¥ Mouu Oe3 nmarosioruu. [Ipu Y3U cepaua: or-
KpbITOE OBajibHOE OKHO. [Ipn Y3U opraHoB OprolIHON MOJOCTH:
TUIIOTOHMUSA MMOYCUYHOTO CUHYCa CIIpaBa, B3BECb B MOYCBOM I1Y3bI-
pe, aedopmanus xemuHoro my3sips. IIpu Y3U momoHku: 1By-
CTOPOHHHU MaxoBbIil KpunTopxu3M. [Ipu HelipocoHOTpadun BbI-
SIBICHBI IOCTTUITOKCHYECKHE N3MEHEHUS TojoBHOro Mo3ra. Ilpu
aneKTpo3HIeanorpaduu narojJoruy He BhisBIeHO. Ha ocHOBa-
HHUHU 00CIe0BaHNUH BBICTABICH OCHOBHOM AMArHO3: IMeprHaTalb-
HO€ T'HIIOKCUYECKU-UIIEMUYECKOE TT0paXKeHHe FOJI0BHOTO MO3ra ¢
CHHJIPOMOM JIBUTaTeJIbHBIX HapylieHni. C y4éToM ocoOeHHOCTEH
(heHOTHIIA TPOBEJCHO KAPHOTUITUPOBAHUE U MOJIEKYJISIPHO-TE€HE-
THYecKoe obcnenoBanue pedéuka. Kapuorun: 46, XY, 9ph: myx-
CKOHM KapHOTHI C BapHaHTOM HOPMaJIbHOTO moiauMopgusma (re-
TEPOXPOMATUHOBBIN Y4aCTOK KOPOTKOTO Tuieda 9 XpOMOCOMBI).
BbrlsiBIIeHO 0TCYTCTBHE METHIIMPOBAHHOIO a1l IPOMOTOPHOM
obnactu rena SNRPN 15 XpoMOCOMBI OTIIOBCKOIO IIPOUCXOXK]IE-
Hus, yTo cBuzerenscTByer o CIIB.

3axnaouenue. IlpoBenena pannss quaraoctuka CIIB y pe-
0EHKa B TIepuojic HOBOPOXKIEHHOCTH. [IpOrHO3 ISt BBI3IOPOB-
JIeHUs y TaleHTa HeOJIaronpusSTHBIM U3-3a OTCYTCTBUS ITHO-
MaTOreHeTHYEeCKOro JeueHus. PeOEHKy moka3aHo paHHee Hava-
JI0 peaOUINTALMOHHBIX MEpONpusATHA (JleueOHas QU3KyIbTypa,
KOHTPOJIb HyTPUTUBHOTO CTaTyca, 3aHATHUS C Ie1aroroM-naedex-
tonorom). Heobxoanmo obciieoBanue poauTeNeid — CeKBEHH-
posanue 1o CaHrepy «TpHo» Ui HOATBEPKACHHSI TPOUCXOKIE-
HUS JaHHOM MyTaIuu.



