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KpaTtkas CuHapom n [xopaxu - pasHOBUAHOCTb MANONATUYECKOTO U30AMPOBAHHOMO

nHbopmauma o rMnonapaTMpeonsa; peakoe BpoXKAEHHOe 3aboneBaHne. [eHeTUYEeCKOM NPUYNHON

3aboneBaHun cMHapoma Ou [IxKopaXu aBnsaeTca Aeneuma LeHTPasbHOro y4acTka AIMHHOrO naeva
Xpomocombl 22 (22q11.2) pazmepom 1.5-3 maH.N.H. OaHaKo M3BECTHbI CAy4Yan, Koraa npu
TeX e KANHUYECKMX NPOABNEHUAX UMEET MeCTO Aeneuma apyrnx xpomocom - 10p13,
17p13, 18921 n apyrux. B 60nblLIMHCTBE CAyYaeB geneuns NPoncxoamT BO BpeMa meinosa
npu cnepmato- unum ooreHese. Tosbko B 5-10 % cnyyaeB gedeKTHaa Xpomocoma
HacnegyeTcAa Mo ayTOCOMHO-AOMUHAHTHOMY TUMY. XapaKTepusyeTca areHesnen unm
AMCreHe30M NapalLMToOBUAHbIX (OKONOWUNTOBUAHDIX) XKenés, annasuen Tmmyca
(BMNIOYKOBOI Kenesbl), NPUBOAALLEN K PE3KOMY CHUMKEHUIO nonyaaumm T-numdounTos u
UMMYHONOIMYECKOM HEAOCTAaTOYHOCTU, BPOXKAEHHBIMW aHOMANMAMM KPYMHbIX COCYA0B
(nedekTbl aopThbl, TeTpaga ®anno).

OMIM # 188400. DIGEORGE SYNDROME; DGS

MNepeyeHb BoiaBneHue geneumn B kputudeckom pernoHe DGCRI: «Tuple» (22g11).

nccneayemblx reHos,
MyTaumi

UHpopmauyma o
MeToze.
TpeboBaHue K
MaTepuany

FISH-30HA DiGeorge «Tuple» (22q11) HaueneH Ha npeanonaraemMblii perynstop
TpaHckpunumm (TUPLEL nnaum HIRA, aedeKTHbIM romonor A perynsiumm KNeTo4yHoro umKkna
ructoHoB HIR), KOTopbIli TakKe Obla MAEHTUPUUMPOBAH KAaK HAXoAALWMICA B Npeaenax
06bl4HO Aeneumpyemon 061acTM reHoma npu cuHapome Ou JxRopau. B kayectse
KOHTPOA Ucnonb3yeTcs 30HA Ha 22913 (SHANK3), accoummpoBaHHbI € CUHAPOMOM
denaHa-Makdepmunaa.

MNepudepunyeckan Kposb B Npobupke ¢ Na(Li)-renapuHom. = 2 ma. AHanN3 BbINOJHAETCA HA
npenapatax metadasHbix Xxpomocom PrA-CTUMYANPOBAHHBIX TMMGOLINTOB
nepudepunyecKoit Kposu.
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http://omim.org/entry/188400?search=digeorge%20chromosomal&highlight=digeorge%20chromosome%20%22digeorge%20%28chromosome%7Cchromosomal%29%22%20chromosomal

