KnuHuyeckui ciaydai peaKkoro reHeTH4eCcKoro cuaapoma beitnopumpka-Pomiepca
ABTOp: opauHarop 1 roma oOyueHus kadeapsl I ocnuTaabHON NEAUATPUH U
HEOHATOJIOTUM AKOISIH ApyCsaK ABETUKOBHA
Hay4HbIl pyKOBOAMTEIb: K. M. H., I0LIEHT I ymeHtok Oibra MropeBHa
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CapaTOBCKUM rocyjapCTBEHHbIN
MeAULUMHCKUWA YHUBEPCUTET
nMeHu B. 1. PaayMoBCKOro
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AKTYAJIbHOCTD. Cunapom beinnopuaxka-Ponepca (Ne615485) —
BIIEPBbIC ONUCAaHHBIM B 2013 roay ayToCOMHO-IOMHUHAHTHBIA CUHIPOM,
BbI3BAHHBbIN BapruanusMu reHa ASXL.3. Ha mjaHHbIMT MOMEHT OIIMCAaHO
0k0J10 30 ciaydyaeB JAHHOTO CUHIpPOMA

IHEJIb UCCJIEJOBAHMUSI. Onncanue KIMHUYECKOro Ciiy4das CHHIpPOMA

benOpumka-Ponepca
MATEPUAIJIbI U METO/IbI. ITpoBenen anann3 uCTOpUH OOJIC3HU
NalMEeHTAa U €ro MaTepu, pe3yIbTaTOB NOJHOI€HOMHOIO CEKBEHUPOBAHM S

JIHK B (popmare «myo»

[TOJIYYHEHHDBIE PE3VYJIbTATDBI

MaJjible aHOMAJIMU Pa3BUTUA (CTUTMBI JU33MOpHUOreHe3a),
BbISIBJICHHBIC YV IMAIMEHTA. KOPOTKUM CEIJIOBUIHBIN HOC, BBIBEP-HYTHIE
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BIEpE] HO3APH, BBICOKME apOYHBIC OPOBH, BEICTYIAOIIUM JIOO,
[TonyyeHo M/ C om 3aKOHHO20 npedcmasumess Ha 0eMOHCMpPayuto OaHHbIX TUIIEPTEIIOPU3M, AHTUMOHIOJIOUTHBIN pa3pes I1a3

AHamMHe3: pcOcHOK oT I OepeMEeHHOCTH, OT HEKPOBHOPOACTBEHHOro Opaka Ha 38 Hex. ¢ maccou 3150 . ITaromorudeckas moreps Beca 17%. Habmromanace
nJioXas npuOasKa Maccul meia Ha IEPBOM rony ku3Hu. HIIP ¢ 3adepoickou: TonoBY Aepxkai ¢ 4 mec., cuael ¢ 10 mec. /lo moiayTopa JIeT — CHMIITOMBI
ouapeu, cpvleusaniisl, A00OMUHAIbHBIE OONU, MAUEPAUUS KOAHCU NEPUAHATbHOU 001acmu, amonu4eckull oepmamum, nuuiesas auiepeus. Martb 3aMeTHIa
YIIYUIIEHUE COCTOSIHUSA IIPHA UCKIIFOYECHUH IJIIOTCHA U JAKTO3bl, HO CUMIITOMBI JUCIICIICUU COXPAHSIINCH.

Jlo nccieqoBaHus TreHOMa IPOBOAMIIACH QUQ). QUACHOCMUKA C NEePBUYHOU IAKMA3HOU Hedocmamoynocmoio, yenuaxuel. Ha ydere y ncuxuarpa 1 HEBpoJiora
C IUArHO30M: He8p03, OUCIANUs, HapyuleHus cHa (HOYHBIC KOIIMAaPhI)

[Tonnorenomuoe cexBenuponanue JJHK: 0OHapy>KEH paHee HE ONMCAaHHbIM BapuaHT MyTauu reHa ASXL.3, OTBETCTBEHHBIM 32 PA3BUTHUE
cuHapoMa berHOpumka-Ponepca. Y marepu nmpoOaH/1a MaTOr€HHBIX BAPUAHTOB T€HOMA HE BBISBICHO

BbIBO/IbI. y nmanqmeHTa NprUCyTCTBYIOT CUMIITOMBI, XapakTepHbIC I cuHapoMa bernHOpumxa-Poriepca: 3a1epKKa ICUXOMOTOPHOI'O pa3BH-
THSI, CAHAPOM JUCIIEIICUM, MHOKE€CTBEHHBIC CTUTMBI TU33MOpHoreHe3a. Onmcanne JaHHOTO CIIydasi JIOIIOJHMUT 0a3y JaHHBIX 110 CUHIPOMY



