HanmeHoBaHue CuHapom Mpaaepa-Bunaun. NMouck mnkpoaeneumii nokyca (15q11) metogom FISH

ycnyru

Koa ycnyru A 27.30.227

KpaTtkas Cunapom Mpaagepa - Bunnm - peakoe HacneacTBeHHoe 3abosieBaHUE, NPUUYNHOMN

nHpopmauma o KOTOPOrO AB/AETCA OTCYTCTBME OTLLOBCKOM KOMUM y4acTKa Xxpomocombl 15q11-13.

3aboneBaHun BONbLINHCTBO CNyyaeB ABAAKOTCA CNOPAAMYECKMMU, ANA PEAKUX ONMMCAHHBIX CEMENHbIX
C/ly4aeB XapaKTEPHO HemeHAeNneBCcKoe HacnegoBaHme. YactoTa BcTpedyaemoctm — 1:12
000-15 000 »knBopoKaAEHHbIX MnageHueB. [na cuHapoma MNpagepa - BUnnm xapaktepHbl:
ancnnasma TazobepeHHbIX CYCTaBOB, OXUPEHUE, CKNOHHOCTb K NepeesaHunto, TMnoToHYC,
NMOHMKEHHAA KOOPAMHALMA ABUKEHWUIN, MAaNEeHbKME KMCTU U CTOMbI, HU3KUI POCT,
CTpabunam, CKOIMO3 ,MOHUKEHHAA NIOTHOCTb KOCTEN, TMNOrOHaAn3m 1 6onee nos3gHee
nosioBoe co3peBaHue. BHelHMe NPU3HAKK: y B3POC/bIX BblpaxKeHa nepeHocmua; 106
BbICOKMI M Y3KMUI; FNa3a, Kak NpaBuao, MMHOanesngHble; rybol yakume. Kak npasuno, y
60/1bHOrO BCTpeyvaeTca He 6onee NATH BblleyKa3aHHbIX NMPU3HAKOB.
Hanbonee yactoi npuumHon cuHgpoma (70-75% cnyyaes) aBnserca aeneums yyactka
15qg11-13 xpomocomsl 15, yHacnegoBaHHoOM oT oTua. OKO/10 YeTBEPTU CayYaeB
o0bycnoBneHo ogHopoAMTENbCKON Ancommnen xpomocombl 15 upd(15)mat, koraa obe 15-e
XPOMOCOMbI Y NaLMeHTa ABAAIOTCA KONUAMMN MAaTEPUHCKOIO NMPOUCXOXKAEHUA.

OMIM #176270. PRADER-WILLI SYNDROME; PWS

MepeyeHb SNRPN (15g11). BbisBneHue geneuunun B pernoHe reHa SNRPN (15q11).

nccnenyemblx reHos,
MyTaumi

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

FISH-30HA ONTUMM3NPOBaH ANA BbiABAEHNA Yncna Konuii reHa SNRPN B permoHe 15g11.
YHUKanbHbIi FISH-30HA Ha pernoH 15924 (PML) ncnonb3yeTcs B Ka4ecTBe BHYTPEHHEro
KOHTpONA.

Mepudepunyeckan KpoBb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHanN3 BbINOJHAETCA HA
npenapatax metadasHbix Xxpomocom PrA-CTUMYANPOBAHHBIX TMMGOLINTOB
nepudepunyecKoit Kposu.
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