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TUvépopa and pikpoeAAeippata

Ta cuvdpopa amnod pikpoeAAeippata odpeilovtol o XpWUOCWHLKA eAAelppaTa peyéBoug < 5
Mb, ta omoia gv avixveuovtal e TOV CUUPBATLKO KOPUOTUTIO KAl N avixveuaor Toug amaltel
™ XprRon €EL8LKwv TEXVIKWY OTwe 0 ¢Bopilwv in situ vBpLdLoNOG (FISH), n texviki multiplex

ligation-dependent probe amplification (MLPA) kat o Moplakdg kapuotumog (aCGH).
Mé£Bodo¢: 2tn AlevBuvon Mevetikng tou L.Y.MN n aviyveuon cuvépOpwy amo pikpoeAAeippata

vivetal pe pBopilovta in situ uBpLSLoNO (FISH) pe Tn xprion onpacpévwy pe pBoploxpwpata
DNA avIXVEUTWV YLO TNV UTIO HEAETN TTEPLOXN.

Eidog Seiypatog: 2 ml mepLpeplkd aipa oe nmapLviopuevn auptlyya n €81kd pLaiidio
Enpnc nmapivng (lithium heparin). Hmia avakivnon tng cUplyyag/dLaiidiou.

Xpovog anavinong: 4 eBdouadeg.

sOvépopo pikposAAsippartog 22¢11.2 : Epdavileral maykoopiwg pe ocuxvotnta 1:4.000
vevvAoelg {wvtwy veoyvwv.Odeiletal oe EAAslppa peyéBoug 3 Mb otn XPWLOCWHLKN
neploxn 22g11.2 mou MAololwvetal ond snavoAoppavopeve aAAnAouxieg xopnAou
aplOpol aviiypadwv. EAAEILpATA TNG XPWHOCWLKAG TIEPLOXNG MEPLEAGUBAVAV KATA TO
nopeAO6v ta ouvdpopa DiGeorge, UMEPWLO-KAPSLO-MPOOWNIKO  cUVSpPOUO,

KaPSLOMPOOWIILKO cUVSPOO).

AocOeveic pe ENAelppa 22q11.2 napouotdlouv KALWVLIKA TEPOYEVELA ME TOLKIAO KALVLKO
dawotuno, mou kupaivetar and Amo £€wg coPapd. Eupdavilouv ocuviBwg ouyyevi
KapdlomdBewa (kupiwg KwvooteAeXiaie¢ avwpaldieg), oxwotieg, Suopopdika
XOPOKTNPLOTIKA TPOCWIOU, OVOOOOVEMAPKELA, OVOMTUSLOKE UOCTEPNON KOL VEOYVLKN
unaoBeotiatpia. To EAAeippa odeiletar o€  avacuvuaopd pn  aAAnAopopdpwv
OAANAOUXLWV OTLG LELWTIKEG SLALPECEL] KATA TN SLAPKELA TNG OMEPUATOYEVEONG R TNG
WOYEVEDNG. Z€ MOCOOTO MePinMoOU 15% Ttwv MEPMTWOEWY, TO EAAELUpA evioniletal o€
niepoxl 3 Mb ota pakpd okéAn Tou XpwWHOOWHATOG 22 Kal TolkiAAeL oe péyeBog.
Yndpxouv emiong atuma eAAEippoTa €VTOG TNG KPIOLUNG TEPLOXAG TOU OUVSpPOUOU
DiGeorge. To éAAeLp, OE TOGOOTO TO 90% TwvacBavwv, npokUTTteL de novo. O Kivéuvog

eNavedAVIONG MACKOVIWY OTOMWV OTNV OLKOYEVELA gival 50%.
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20vépopo Williams: Epdavitetal pe ouyvotnta 1:20000 yevvnoels. Odeidetal oe
eMelppota otn XPWHOOWMLKN Teploxn 79l11.23 omou evromiletal to yovidlo mou
Kwoéikomolel tnv gAaotivn (ELN). OL acBeveig €xouv xapaktnploTiko GaAlVOTUTIO HUE TIAOTU
otoua, copkwdn xeiAn, apat odovrootolyia kot yepato Uywpatikd. OL TaoXovteg €Xouv
ouyyevn kapdlomabela, kuplwg umepBaABLdikn otévwon tnNg aoptng (75%), avamtulakn

votépnon, Tolkilou Pabuol vontikn uvoTépnon, MEWWUEVN OMTKA ofutnTta Kol

umepacBeotiopia.
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