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CWUHOPOM KO®®UHA-CUPUCA Y OETEN

NnteuH H.A,, LLlameHkoBa A.A.
HayuHbin pykoBoguTtens: goueHT O.U. N'ymeHIok

CapaTtoBCKkuii rocyAapCTBEHHbIN MEQULIMHCKAIN YHUBEPCUTET
umeHn B.U. Pasymosckoro MuHsgpasa Poccun, Capartos,
Poccus

Knrouesnie criosa: knuHudeckul crydad, 0emu, cUHOpoM
KogpgpuHa—Cupuca, duaeHocmuka

Axmyanvrocms. Cuapom Koppuna—Cupuca (CKC) — pen-
KM CHHIPOM C ayTOCOMHO-JIOMHHAHTHBIM THIIOM HacjeloBa-
HUS, XapaKTePU3YIOIUICs MHOTOO0Opa3sueM KIMHHYECKOW CHUM-
NITOMaTHKH, CPEAN KOTOPOI 4acTO BCTPEUYAIOTCs rPpyOble YepTh
JMLA, 3a/1eprKKa IICHXOPEYEBOT0 U (PU3NIECKOTO Pa3BUTHUSL, CYAO-
pory, Tyroyxocts. Beienstor 12 tunos CKC, cBsi3aHHBIX ¢ My-
TallUAMH B pa3iuuHbIX reHax. ARIDIB, ARIDIA, SMARCBI,
SMARCA4, SMARCEI, ARID2, DPF2, SMARCC2, SOX11, SOX4,
SMARCDI n BICRA. YactoTa BCTpe4aeMOCTH COCTABIISIET MEHEE
1 : 1000 000 yenoBexk.

Onucanue kaunuyeckux cayyaes. Ilamuent B., 2 rona, ¢ BbI-
PaKeHHOM 3a/Iep>KKOIl ICHXOMOTOPHOTO pa3BUTUs. OcoOeHHOCTH
(heHOTHIA: CKOIIEHHBIH 100, BEICTYIAIOIINH 3aThUIOK, HU3KOIOCa-
JKCHHbIE MaJICHbKHE YIIHbIC PAKOBUHBI, MUKPOTHATHS, MaJICHbKUI
POT, paciienHa TBEPIOro HEOA, IK30(TAIBEM, KOCOTIa3ue, IHPO-
KA QUIBTp, CTOMA «Kavaikay, nedopMarys maibleB CTOIl, OT-
CYTCTBHE JUCTAJbHBIX (paaHr Ha MATHIX NANBIAX PYK U HOT. [Ipn
HOJIHOTeHOMHOM cekBeHupoBanuu (WGS) oOHapysKeH MmaToreH-
seiid BapuaHT B reHe BICRA (CKC, tun 12). [Tauument U., 5 ner, ¢
3aJIepXKKOH MCUXOMOTOPHOTO pa3BuTHs. OCOOEHHOCTH (DEHOTHIIA:
THIIEPTETIOPU3M, IIUPOKUH HUIBTP, IIUPOKHUI JI00, B3NEPHYTHIE
HO3IIpH, Tpe3yoell, canaaneBuaHas menb. [Ippy WGS o6HapyxeH
naroreHHbIit BapuaHt B rene ARID 1B (CKC, tun 1). [Tanuent JI.,
6 JIeT ¢ BBIPaXKEHHOM 3aJ1epKKOH pedeBoro 1 (pM3M4ecKoro pasBu-
THSl, YMCTBEHHOW OTCTAJIOCTBIO, THIIEPAKTUBHOCTHIO, UMITYJILCHB-
HBIM U arpeCcCUBHBIM MOBE/ICHHEM, HapyeHussMu cHa. [Ipu WGS
oOHapy»eH naroreHHbld Bapuant B rene ARIDI1A (CKC, tun 2).
ITanment /1., 5 1€t ¢ CymOpOKHBIM CHHAPOMOM, 3aAEPKKOH TICH-
XOpedeBOro U (HhM3MIECKOrO Pa3BUTH, TPYyObIMU YepTaMH JIHLA,
Tyroyxocteto. OcobeHHocTH eHoTuna: cuHo(ppH3, rycThie pec-
HUIIBI, OOJIBLION HOC C BBIBEPHYTHIMH HO3PSMH, MaKpOIIIOCCHS,
THIIEPTPHXO03 HIDKHUX KOHEUHOCTEH, CIIUHBI, OTCYTCTBUE AUCTAIIb-
HBIX (paaHr Ha ISTHIX MaNbIax pyk u Hor. [Ipu WGS obHapyxeH
naroreHHsbli BapuaHt B reHe ARID2 (CKC, tum 6).

3axniouenue. B oNMCaHHBIX KIMHUYECKUX CIIydasx JEMOH-
CTPHUPYIOTCS KJIaCCUYEeCKUEe CUMITOMBI, XapakrepHsle 111 CKC:
3aJiep)KKa IICUXOPEUEBOro U PU3NIECKOTO Pa3BUTHSL, TPyObIe uep-
THI JINIIa, 0COOGHHOCTH CTPOEHUS MajbLEB PYK U CTOI, TpeOylo-
e auddepeHIranTbHON TUArHOCTHKY € IM30MHBIME OOJE3HIMH
HakoruteHus (Mmykomnomnucaxapunossl 1, 11, I1I Tumos, ManHO31103).
Onucanue KIMHUYECKUX CIIy4aeB CIIOCOOCTBYET IMOBBILICHUIO
YPOBHS HACTOPOXKEHHOCTH B OTHOLIEHNH Op(aHHBIX OonesHe y
[IeIMaTPOB U Bpayeil CMEKHBIX CIEUAIBHOCTEN.



