HanmeHoBaHue CuHapom Munnepa-Aukepa (17p11.2). Nouck mmnkpoaeneuunii nokyca (17p11.2) metoaom

YCAyru FISH

Koa ycnyru A 27.30.226

KpaTtkas CuHapom nuccaHuedanon Monnepa - finkepa (MDLS) — peaKoe HapylleHWe pasBUTUA NO

nHpopmauma o NPUYMHE geneumm HeCKONbKNX reHoB B IoKyce 17p13. HapyweHune pa3Bmutna mosra

3aboneBaHun NPOABAAETCA B IMCCIHLEDANTUN U CHUKEHUM YMC/IA KOPTUKANbHBIX CIOEB C WECTU A0
yeTblpéx. TakkKe 3aMeTHO n3MmeHeHUe GOpPMbI IMLLA, OTMEYAETCA 3aMe/IEHHbIN POCT,
MHOeCTBEHHbIe NaTo/iornn cepaua, novek, MKT. CobcTBeHHO ncceHuadanms,
Cr1IaXkKnBaHWe U3BUANH MO3ra, NPU AaHHOM CUHAPOME NPOUCXOAUT U3-3a Aeneumn reHa
PAFAH1B1.

OMIM #247200. MILLER-DIEKER LISSENCEPHALY SYNDROME; MDLS

MepeyeHb PAFAH1B1 (17p13.3). BbisBneHue geneumm B permoHe reHa PAFAH1B1 (17p13).

nccnefyemblx reHoB,
MyTaLmi

NHbopmauma o
MeTozae.
TpeboBaHue K
maTepuany

FISH-30HA ONTMMM3MPOBAH 414 BbIABAEHMA YnCaa Konuii reHa PAFAH1B1 B pernoHe
17p13. YHuKanbHbIM FISH-30HA, Ha pernoH 17p11.2 (RAI1) ncnonb3yeTca B Kayectse
BHYTPEHHEro KOHTPOo/IA.

Mepudepunyeckas KpoBb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHaNU3 BbINOHAETCA Ha
npenapatax metadasHbix Xxpomocom PrA-CTUMYANPOBAHHBIX TMMGOLNTOB
nepudepmnyeckon Kposu.
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