HanvmeHoBaHMe
yenyrum

CuHpgpom lMpagepa-Bunnn. OnpeaeneHme aHoOMasibHOroO MeETUAMPOBAHUA
KPUTUYECKOro paoHa xpomocombl 15g11.2

Koa ycnyru

A 27.05.318

KpaTKas
nHpopmayma o
3abonesaHumn

Cungpom Mpaagepa - Bunau - peakoe HacneactTBeHHoe 3a6oseBaHUE, NPUYMHOM
KOTOPOro ABASETCA OTCYTCTBME OTLLOBCKOM KOMMM y4acTKa Xxpomocombl 15q11-13.
BONbLIMHCTBO CyYaeB ABAAIOTCA CNOPALAMYECKUMU, ANA PEAKUX ONUCAHHbIX
CEMEWHBIX C/Ty4YaeB XapaKTepHO HeMeHAEeNeBCKOe Hacien0BaHKWe. YacToTa
BcTpeyaemoctn — 1 : 12 000—-15 000 neopoKAEHHbIX MaageHues. nA
cnHapoma lMNpagepa - Bunnum xapaktepHbl:

Ancnnasua Ta3obeApeHHbIX CYyCTaBOB, OXKUPEHUE, CKIOHHOCTb K NepeeaHuto,
TMNOTOHYC, NOHUMKEHHAA KOOPANHALMA ABUNKEHWNIA, MaleHbKME KMCTU U CTONbI,
HWU3KWIA POCT, CTPabM3M, CKOMO3 ,MOHUKEHHAA MNOTHOCTb KOCTEMN,
rmnoroHagmsm u 6osee nosgHee NoA0BOE CO3peEBaHUE. BHeLLHME NPU3HaKK: y
B3POC/IbIX BblpayKeHa nepeHocmLa; 106 BbICOKUI U Y3KWIA; TNasa, Kak NpaBuno,
MUWHAANneBUAHble; rybbl y3kne. Kak npasuno, y 601bHOro BcTpeyaeTca He bonee
NATU BbllLeyKa3aHHbIX MPU3HaKOB.

OKono 99 % nauneHToB ¢ cuHagpomom lMpagepa-Bunnun nmetoT HapyweHme
CTaTyca MeTUANpPOBaHMA B pernoHe 15q11.2-q13.

OMIM

176270

MepeyeHb
nccneagyembix
reHoB, MyTauui

15q11.2-q13

NHPopmauyma o
MeToze.
TpeboBaHue K
MmaTepuany

[nA BbINONHEHMA aHaM3a UCNOJIb3yeTCA KPOBb, B3ATaA U3 JIOKTEBOM BEHbI B
npobupky ¢ 94TA B KosmyecTBe He meHee 1 mA (¢ cobaogeHNnem COOTHOLEHUSA
KPOBb: aHTUKOAryISHT YKa3aHHOMY Ha npobupke). KpoBb bepeTca He3aBUCUMO
OT Npuema nuum.

CpOK BbIMO/THEHUA

30 pabouunx aHen
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