HaunmeHoBaHue X-cuenneHHas HU3KoOpPOCnoCTb. MoUCKk MUKpoaeneuui B 1okyce Xp22 metogom FISH

ycnyru

Koa ycnyru A 27.30.233

KpaTKas FomeoboKc, coaepalmii reH Hu3kopocnoctu (SHOX) kKapTuposaH B NceBa0ayTOCOMHOM

nHbopmauma o pervoHe (PAR1) xpomocom X(Xp22) n Y (Ypl1.3). Ana HopmanbHOro ¢eHoTuna

3aboneBaHumn HeobxoaMmbl ABe KONMM AaHHOro reHa. Matonorma SHOX-reHa accoumMmpoBaHa c
HM3KOPOC/IOCTbIO Y NaLMEHTOB ¢ cMHapomom LLepeweBckoro-TépHepa, Slepu-Beiina,
HaHW3MOM JlaHrepa, MANONATUYECKOM HU3KOPOCAOCTbIO.

OMIM * 312865. SHORT STATURE HOMEOBOX; SHOX

MepeyeHb SHOX (Xp22.33). BoiABneHue geneummn permoxa.

nccnefyemblx reHoB,
MyTaLmi

NHbopmauma o
MeToze.
TpeboBaHue K
maTepuany

FISH 30HA ONTUMM3MPOBaAH A8 onpeAesieHns KoanyecTsa Konui siokyca reHa SHOX B
pernoHe Xp22. 3oHa Chromosome X Satellite Enumeration (SE) nobasneH ana obneryeHus
NAEHTUDMKALMM XPOMOCOM.

MNepudepunyeckas KpoBb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHanU3 BbINOHAETCA Ha
npenapaTtax metadasHbIX Xpomocom PrA-CTUMYANPOBAHHbIX TMMOLIUTOB
nepudepun4ecKoit Kposu.

CpoOK BbINOAHEHMA

10 paboumnx gHeit
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