HanmeHoBaHue CuHapom CmuTt-MareHuc. NMouck mukpoaeneumin nokyca (17p13.3) metogom FISH

ycayrm

Koa ycnyru A 27.30.229

KpaTkasn CuHapom CmuUT - MareHuc - reHeTuyeckoe 3aboneBaHne, xapakTepusytoweecs HaANYMEM

nHpopmauma o YMCTBEHHOM OTCTaNOoCTH, cneundruyecknx noBeaeHYecknx 0cCobeHHOCTeN, HapyLLIEHUs CHa,

3aboneBaHun CK/IOHHOCTbIO K CAMONOBPEXAEHMIO N MHOXKECTBEHHbIX BPOXKAEHHbIX MOPOKOB Pa3BUTUA.
B 60/1bLLIMHCTBE C/ly4aeB CUHAPOM 00YC/I0BAEH MHTEPCTULMANBHOM MUKpoaeneumen B
xpomocome 17 B cermeHTe 17p11.2.

OMIM # 182290. SMITH-MAGENIS SYNDROME; SMS

MepeyeHb RAI1 (17p11.2). BoifsBneHue geneunn permoHa reHa RAIL.

nccnefyemblx reHoB,
MyTaLmi

NHbopmauma o
MeToze.
TpeboBaHue K
maTepuany

FISH 30HA onTMMM3MPOBaH A8 onpeaesieHNs Kon4ecTsa Konui iokyca reHa RAIL B
pervoHe 17p11.2. YHuKanbHbIi FISH-30HA, Ha peroH 17p13 (PAFAH1B1) ncnonbsyetca B
KayecTBe BHyTPEHHero KOHTPoA.

MNepudepunyeckas KpoBb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHaU3 BbINOHAETCA Ha
npenapaTtax metadasHbIX Xpomocom PrA-CTUMYANPOBAHHbIX TMMOLIUTOB
nepudepun4ecKoit Kposu.

CpoOK BbINOAHEHMA

10 paboumnx gHeit
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