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FOvépopo pikpoelAeippatog 22q11.2 : Epdaviletal maykoopiwg pe cuyvotnta 1:4.000
vevvnoelg {wvtwv veoyvwyv.Odeiletal oe EAAelppo peyéboug 3 Mb oTn XPWHOCWLKNA
nepoxn 22ql1.2 mou mAolowwvetal amd emavolapBavopeveg aAAnAouyieg yapnAou
aplBuol avtiypddwyv. EAAelppaTa TNG XPWUOOWHULKAG TEPLOXNAG TEPLEAGUBAvVAY KATA TO
napeABov  ta  olvdpoua DiGeorge, UTIEPWLO-KAPSLO-TIPOCWTILKO cuvdpopo,

KOpSLOTPOCWTILKO cUVSPOLO).

AcbBeveic pe éNAewupa 22q11.2 napouotdlouv KAWLIKA ETEPOYEVELA PE TIOLKIAO  KALVLKO
dawvotumo, mou KUupaiveTtal amo AT €wg ocoBapd. Eudavilouv ocuvnBwg ouyyevn
kapdlomabela (kuplwg kwvooteh-gxlaieg avwpaAieg), oxlotieg, SUCUOPIKA XAPAKTNPLOTIKA
TIPOCWTIOU, AVOOOOVETIAPKELD, OQVOMTUELOKN UOTEPNGON KAl VEOYVIKN uTtacBeotiatpia. To
EMElPpa odelleTal 0 avaocuvduaouo un aAAnAopopdwv aAAnAouxXlwV OTLG HELWTLKEG
Slalp€oelg Kata tn SLAPKELD TNG OTIEPUATOYEVEDNG N TNG WOYEVECNG. € TTOCOCTO TEPLMou
15% Twv MEPIMTWOEWY, TO EAAElppa evtomniletal o meplox 3 Mb ota pakpd okéAn Tou
XPWHOOWHATOC 22 KoL TOWKIAAEL og péyeBog. Yrdpyouv eniong atuma sAAsippata eviog tng
Kplowung mepLoxng tou ouvdpopou DiGeorge. To EAAELUUA, O€ TOOOOTO T0 90% TwvacBavwy,
npokuntel de novo. O kivbuvocg emavepdaviong mMooXOVIwV ATOUWV OTNV OLKOYEVELD glval
50%.
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sovépopo Williams:  Epdaviletar pe ouyvotnta 1:20000 yevvrioel. Odeiletal o€
eA\elppato 0Tn XPWHOOWULKNA TEepoxn 7ql11.23 omou evitomiletal To yovidlo mou
Kwokomolel TNV ghaotivn (ELN). Ot acBeveig £€xouv XapaKINPLOTIKO GALVOTUTIO PE TIAATU
otoua, capkwdn xeiAn, apat) odovrtootolyia kol yepdta (UYwHATIKA. Ol TOOXOVTEG £XOUV
ouyyevn kapdlomdBela, kuplwg umepPaAPLoikn otévwaon tng aoptng (75%), avamrtulakn
votépnon, Tmolkilou PBaBuol vontik UCTEPNON, MELWHEVN OMTLKA ofutnTa  Kal

unepaocBectiauia.



