HanmeHoBaHue CuHapom AHrenbmaHa. Mouck mukpoaeneunin B nokyce (15q11) metoaom FISH

ycnyru

Koa ycnyru A 27.30.219

KpaTtkas CuHapom AHrenbmaHa (AS) xapaKTepusyeTca cepbe3Hol 3a/leprKKOMN pa3BUTUS,

nHbopmauma o YMCTBEHHOM OTCTA/IOCTbIO, CEPbE3HbIM HapyLLUEHMEM PEYN, aTAaKCUEN MOXOAKM U

3aboneBaHun YHUKaNbHbIM MNOBEAEHNEM CHACT/IMBOIO YE/IOBEKA, KOTOPOE BK/IOYAET YaCTblii CMEX,
yAbI6YMBOCTL U BO3OYANMMOCTb. HacTbiMM NPU3HAKAMM CMHAPOMA ABAAIOTCA
Mukpouedanua n cygoporn. CuHapom AHresibMaHa BbI3BaH OTCYTCTBMEM 3KCMPECCUM
6€e/IKOB MMNPUHTUPOBAHHOM 061aCTM MaTepUHCKoM Xxpomocomsbl (15q11-g13). YacToTa
BcTpeyaemoctn - ot 1: 10000 go 1 : 20 000 KMBOPOKAEHHbBIX MNALEHLEB.

OMIM #105830. ANGELMAN SYNDROME; AS

MNepeyeHb UBE3A (15g11). BbiseneHue aeneunn permoHa reHa UBE3A.

nccnefyemblx reHoB,
MyTaLmi

NHbopmauma o
MeTozae.
TpeboBaHue K
maTepuany

FISH 30HA ONTUMM3NPOBAH A5 onpeaesieHns KoandecTsa Konuim nokyca reHa UBE3A B
pernoHe 15q11. CneundunuHbin ans reHa PML (npomuenouutapHbiit nelikos) FISH 30HA Ha
pernoH 15g24 nobaBneH B Ka4ecTBe KOHTPOJIbHOroO 30HAa.

MNepudepunyeckan KpoBb B Npobupke ¢ Na(Li)-remapuHom. = 2 mn. AHaNM3 BbINONHAETCA Ha
npenapartax metadasHbix Xpomocom PrA-cTUMYNINPOBAHHbBIX TMMPOLIUTOB
nepudepmnyeckon Kposu.

CpOK BbIMO/IHEHUA

10 paboumnx gHeit
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