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Cunyipom AHresibMaHa - 9TO PACCTPONCTBO PA3BUTHs HEPBHOM CHCTEMBbI, XapaKTEPU3YIOIIe-
ecs 3aJIepyKKOIl NHTEJIEKTYAJILHOTO ¥ PEYeBOI0 PA3BUTHS, HAPYIIIEHUEM JIBUKEHUN WJIM PABHO-
BeCHsl, IIOBBIIIEHHON BO30YIMMOCTBIO U YaCTBIM CMEXOM, MUKpoIliedasneil, cyjoporaMu, a TakKe
JIDYTHME KJIUHUYECKUMU TposiBieHusimu. Hanbostee gacToit mpuauHOil cunpoMa AHrebMaHa
ABJIAETCA JeJienud JacTu 15-if MmaTepuHcKoit XxpoMocoMbl 15q11.2-q13, B KOTOpPOM pacIToIoKeH
rex UBESA [2|. Ten UBESA nonBepraercsi TEHOMHOMY UMIIPUHTHHTY B TKAHAX TOJIOBHOIO MO3-
ra, U TaM SKCIPECCUPYETC TOJHKO MaTEPUHCKUI aJlIelib. B OCTaJIbHBIX TKAHSX €r0 SKCIIPECCUs
sipisiercst Guasutesibuoit [5]. Ten UBES3A komupyer depment youxksurunaurasy E3A, kommo-
HEHT YOMKBUTHH-ITPOTEACOMHOTO IIYTH JETrPaJialini OeJIKOB, TPAHCKPUIIITUOHHBIN KOAKTHUBATOP
[3] 1 KOMITOHEHT cruCTeMBI PEryJIsSIUy IMPKAIHOTO puTMa MitekomuTaoux [4]. Kpome memermn
15q11.2-q13 cunapom AHresrbMaHa MOXKET OBITH OOYCJIOB/IEH HeCOATAHCUPOBAHHON XPOMOCOM-
HOIl TpaHCJIOKaIeil nin HeOOJILITON HAC/IeICTBEHHON NHTEPCTUINAIBHON JTeserneil B 001acTh
15q11.2-q13, oTIoBCKOIl OJHOPOAUTENBCKOI AucoMueil, HapyIlIeHneM UMIPUHTHUHTA, & TaKrKe
naToreHHbiMu Bapuantamu B rene UBFESA [1|. Januoe ucciemoBanne ObIIO MOCBSIIEHO MTOUC-
Ky MOJIEKY/ISIPHO-T€HEeTUIeCKON TPUINHBI CUHIpOoMa AHre/ibMaHa y JIByX cubcoB. B pesyibra-
Te OMOMH(OPMATHIECKOTI'0 aHAIN3a JIAHHBIX BRICOKOIIPOU3BOIUTEIbHOIO cekBennpoBanus JIHK
ObLII OOHAPYYKEH paHee HEONMCAHHBIN B JINTEpPAType BAPUAHT B T€TEPO3UTOTHOM COCTOSHUU B 7
9K30He u3 14 3x30H0B rena UBESA, npuBonganuii K aMmuHOKuCI0THOR 3aMene p.Glu292GIn. Ba-
pPHAHT He BCTpedaercs B Oa3e JaHHBIX MOMYJISIITIOHHBIX 9acToT gnomAD v3.1.1, pacronaraercst
B KOHCEPBATUBHOM CaliTe, IPeJICKa3aH OKa3bIBATh MTaTOreHHbIN 3hdekT Ha 6e/I0K KOMITBLIOTEP-
ubivu asropurmamu (CADD, LRT, MutationTaster, PROVEAN, Polyphen, PrimateAlI, SIFT).
CekBennpoBanueMm 110 MeToay CaHrepa 66110 ITOKA3aHO, 9TO BAPDUAHT ObLIT YHACIEIOBAH OT MaTe-
DU U C BBICOKOI BEPOATHOCTBIO ABJISAETCA MOJIEKYJIAPHO-TEHETUIECKON MPUINHON 3a00/1eBaHUs.
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