HanmeHoBaHue CuHapom Busepa. NMounck mukpoaeneumii nokyca NSD1 (5935) metoaom FISH

ycnyru

Koa ycnyru A 27.30.220

KpaTtkas Mukpoaeneumm NSD1 (5g35) ABnAwTCA OCHOBHOW nNpuuYMHOM cuHapoma Cotoca U

nHbopmauma o BCTPEYALOTCA B HEKOTOPbIX CNyYanax cMHApoma Yueepa. CuHApOm YuBepa xapakTepusyerca

3aboneBaHun 6bIcTpbIM pocTOM nnoga. O6bIYHO, ele A0 POXAEHMA, AMHAMMUKa poCTa M pasBuTUE
KocTelt bygeT npoucxoantb boicTpee, yem B cpegHeM. [lpyrve cumnTombl U NPOABAEHMA
MOTYT BK/AIOYATb: MNOBbIWEHHbIA TOHYC MbIWL, € CAACTUYHOCTbIO, 3ameaNieHHoe
NMCMXOMOTOPHOE PasBUTUE, HeKoTopble duandyeckme nposasaeHusa u / uan aepopmaumn
ctonbl. JeTM ¢ 3TUM CMHAPOMOM WMMEIOT XPWUNAbIA, HU3KUIN U MPOH3UTENBHLIA KPUK.
CvHapom YuBepa ABAAETCA peakMm paccTpoicTBomM. OH Yalle BCErO pa3BMBAETCA Y AuL,
YKEeHCKoro nosa. CMHAPOM, KaK NpaBuio, AeboTUpyeT elle A0 poxaeHuA. B bonblunHcTBe
cnydvaeB cuHapom Yusepa (WVS) Bbi3BaH retepo3nroTHon mytauueit B reHe EZH2 (7g36)
Ha xpomocome 7036, 04HaKO ONUCaHbl pefikue Cayyan, CBA3bIBAOLWME ero C HapyLleHnem
B pernoHe 5935 (NSD1).

OMIM #277590. WEAVER SYNDROME; WVS

MNepeyeHb NSD1 (5g35). BbisBneHue geneunn permoHa reHa NSD1.

nccneayemblx reHos,
MyTaumi

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

FISH 30HA ONTMMM3MPOBaAH ANs onpeaeneHnsa KoanyecTsa Konm nokyca reHa NSD1 B
pernoHe 5g35. CneumduuHbin FISH 3014 ansa reHa hTERT (5p15) gobaBneH B KayecTse
KOHTPONA NAEHTUPUKALMM XPOMOCOMBI 5.

Mepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHaNN3 BbINOJHAETCA HA
npenapatax metadasHbix Xxpomocom PrA-CTUMYANPOBAHHBIX TMMGOLIUTOB
nepudepmnyeckon Kposu.
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