HanmeHoBaHue CuHapom OAnfxkopaku |l Tun. NMouck mukpoaeneumii nokyca (10p14) metogom FISH

YCAyru

Koa ycnyru A 27.30.224

KpaTtkas Cunapom Oy OKoparku n BenokapanodaumanbHbll CUHAPOM, KaK NPaBM/Io, CBA3bIBAIOT C

nHpopmauma o aeneumamu B permoHe 22g11.2. OgHakKo, B page caydaeB MOJIEKYAAPHbIN AedeKT 3Toro

3ab0/1eBaHNK pernoHa He obHapyrKmnaeTca. Paa coobLeHnn 0 eAMHNYHBIX caydasax ¢ aeneunamm 10p
npeAnosaratoT reHeTUYEeCKyto reTeporeHHoOCTb cMHgpoma Aun Oxkopau. FISH-ananms
MOKa3bIBAET, YTO 3TN NaALMEHTbI UMEIOT NepeKpbIBatoLWMeca AeNeLmn Ha rpaHmLe
cermeHToB 10p13/10p14. Neneums B nokyce DGS2 B 10p BcTpevaeTcas 50 pas pexe, yem
aeneuma nokyca DGS1 B 22g 1, No oLueHKam, NpomcxoamT ¢ YactoToi: 1 Ha 200 000
KUBOPOXKAEHHHbIX.

OMIM % 601362. DIGEORGE SYNDROME/VELOCARDIOFACIAL SYNDROME COMPLEX 2

MepeyeHb DGCRII (22911.2). BbisiBneHue geneumm B Kputndeckom permoHe DGCRII.

nccnefyemblx reHoB,
MyTaLmi

NHbopmauma o
MeTozae.
TpeboBaHue K
maTepwuany

3oHpg, Ha DiGeorge Il onTumnsnpoBaH ga onpegeneHuns konndectsa konuii DGCRII (reH
KpuTnyeckol obnactn 2 cuHapoma Au Oxopaxu ) B 10pl4. 3oHa SE 10 BKAKOYEH Ans
obneryeHunsa naeHtTuomkaumm xpomocom 10.

Mepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHanN3 BbINOJHAETCA HA
npenapatax metadasHbix Xxpomocom PrA-CTUMYANPOBAHHBIX TMMGOLIUTOB
nepudepmnyeckon Kposu.

CpOK BbIMO/IHEHUA

10 paboumnx gHeit



http://omim.org/entry/601362?search=digeorge%20chromosomal&highlight=digeorge%20chromosome%20%22digeorge%20%28chromosome%7Cchromosomal%29%22%20chromosomal

