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.. ZUVOpOUO HIKpoeAAgippaTog 22911.2

Ap1Buo6¢ Orphanet: ORPHAS67

NEPIAHYH

To ouvdpopo pIkpoeAAgippaTog 22q11.2 (DS) cival pia XpwHPOOWHIKA avWHOAia TTOU TTPOKOAET
OUYYEVEIC aVWHOAIEG, PE KOIVA XAPOKTNPIOTIKG TTou TTEPIAAUBAvVOUV KAPBIOKEG avWUOAIEG,
QVWUOANIEG TG UTTEpWAG, OUOUOPYIEG  TTPOCWTIOU, avaTITUéloK  KoBuoTépnon  Kal
avoooaveTtdpkeld. O TTAYKOOMIOG ETTITTOAAOPOG ekTipdTan o€ 1/2.000-1 / 4.000 yevvioeig {WvTwy
VEOYVWV. To oUVOpOPOo HIKPOoeAAEipaTog 22911.2 Tapouciddel eTEPOYEV 1 TTOIKIAO - KAIVIKO
@aIvVOTUTIO, TTOU WTTOPEI va KupaiveTal amd Amog £€wg coBapds. O1 cuyyeveic KapdioTTabeleg
(77% TWV TTEPITTTWOEWV) TTEPIAOUBAVOUV KUPIWG KWVOOTEAEXIQIEG aVWUAAIEG, OTTWG O  KOIVOG
apTNPIAKOG KOPPOG, n TeTpaloyia Fallot kai To éAAeIgpa peCOKOIANIOKOU  diappdayuatos. Mdavw
atmd 10 75% Twv acBevwv gu@avidouv avwualieg TNG UTTEPWOG (TT.X. €KONAO AUKOOTOUA Kal
AQywXeINO, aveTTAPKEIO QapuyyoUuTTEPWIAG GUYKAIONG), TTOU JTTOPEI va odnyrnoel o€ £vpivh OuIAia
Kal QUOKOAIEG.aiTIoNG Kal Katdtroong. H avarrtugliakr kabuoTtépnon eival ouxvr. MNMoAAoi aocBeveig
TTapouoIddouv AT dUCHOoP@Ia TTPOOWTTOU (TT.X. ETITTEdWON CUYWHATIKWY, BAEQAPOTITWON,
uTTEPTEAOPIONO, €TTIKAVOO, TTPoEXoUTa Pifa PIVOG) Kal avwuaAieg oTTovoUAwY (TT.X. OTTOVOUAQI
diknv TTETaAOUBAG, nUIoTTOVOUAOI). To 75% Twv aoBevwv gu@avifouv avoooAoyIKA aVETTAPKEIQ,
TToU o@eiAeTal o€ ammAagia Tou BUuou / uttoTTAaGia Kal Toug KaBIoTa eutraBeic ae dIApopES
Aoipwéelg. O1 aoBeveig €xouv €1miong uWnNAOTEPO Kivouvo €kdNAWONG MIAg autodvoong vooou,
OTTWG 1010TTaB0UG BPOUPOTTEVIKAG TTOPPUPAS Kal VEQVIKAG 1010TTaBoug apBpimdag. Neoyvikh
uttaoBeoTialyia TTapatnpeital oto 50% Twv TTEPITITWOEWY. AAEG KAIVIKEG EKONAWOEIG PTTOPET va
TTEPINAPBAVOUV aVWHAAIEG TOU YaoTPeVTEPIKOU (CUOTPOPNA EVTEPOU, ATPNTIa TTPWKTOU), ATTWAEIX
OKONG, aVWHOAiEg veppwy (ayeveaia ve@pou), 0dOVTIKEG avwaAies (uTToTTAacia adapavTivng),
HoBnoiakd TrpoBARuata Kal / A WuxIaTpikEG OlaTAPAXES (SlaTapaxr UTTEPKIVNTIKOTNTAG Kdal
eMEIPPATIKAG TTPOCOXNAG, oXICoppéveia). To eupl @Aoua Tou KAIVIKOU @QAIVOTUTIOU TTEPIKAEIE
ouvdpopa TTou oTo TTapeABOV eixav XwplioTei o€ dlakpITd ouvdpopa (1r.X. ouvdpouo DiGeorge,
UTTEPWIO-KAPOIO-TTPOCWTTIKG GUVOPONO, KAPSIOTTPOCWTIIKO GUVOPOMO) evw eival TTAéOV YyVWwOTO
OTI givai AITIOAOYIKA
TAQUTOONMKO KOl avo@EPOVTAl WG OUVOPOMO MIKPOEAAEiYpaTOg 22911.2. ZTIGC TTEPIOOOTEPES
TTEPITITWOEIG, TO oUVOPOMO ogeiAeTal aTnv diaypa®r 3 ekaTOPPUpIwY (euywy Bdoewv (Mb) oTn
XPWHOOWHWIKA TTeEPIOX 229g11.2 tou TTAaiciwveTal atmd  emmavaAappavoueveg alAnAouyieg
XAUNAOU apiBuou avTiypd@wyv. To EAAEIJUO OQEIAETaI O avaOUVOUAGHO PN aAANAGUOPPWV
AAANAOUXIWV OTIG YEIWTIKES DICIPECEIG KATA T SIAPKEIN TNG OTTEPPATOYEVEDNG 1 TNG WOYEVEDNG.
270 ~ 15% TWV TTEPITITWOEWVY,

10 éAAeIPpa gival evTog piag Trepioxng 3 Mb kai TToikiAAel o€ pEyeBog. YTTapyouv €1Tiong ATuTra
eMeipypata evidg TnG Kpiolung TrepioXAg Tou ouvdpouou DiGeorge. Opiopéva amd autd
mepIAapBAavouv 1o yovidlo TBX1, TTou @aiveTal va €UTTAEKETOI OTNV AVATITUEN TNG OOWNAS TNG
kapdidg, TWV TTapabupeoeidwv adévwy, TOU Bupou Kal ToU
TTPOOWTTOU. H TTOIKIAN  eK@PACTIKOTNTA TOU @QAIVOTUTTOU TOU MPIKPOEAAgipaTog 22g11.2

" Bpeite TEpIOGOTEPES TTANPOPOPIEG OXETIKA PE TNV a0Bévela oTo www.orpha.net 1




orphanet

TNOTEUETAI OTI OQEIAETAI EITE OE YEVETIKOUG TPOTTOTTOINTEG, €iTe 0TO AGAAO aAANAGPOPPO 22011.2 i
0¢ GAO XpWHOOWMPATA. YTTOTITEUOUAOTE Tnv OlIAyvwaon HME TNV KAIVIKA €&étaon Kai Tov
EVTOTTIONO aVWHAANIWY (TT.X. KAPSIAKEG AVWHOAIEG OPATEG E NXOKAPDIOYPAPNUA, KAl aVWUAAIEG
NG OTTOVOUAIKAG OTAANG UE AKTIVOYPA®ia).

H didyvwon empefaiwveral  Pe avixveuon Tou eAAgippaTog 22911.2, XPNOIYOTTOIWVTAG TIG
pMEBOOOUG TOu @Bopiovia in situ upBpidicpol (FISH), tou MLPA, tou aCGH, A Tng
MIKPOOUOTOIXIOG  YEVOMIKOU  UBPIBICPOU  hE TNV XPAON  TTOAUPOP@ICHWY  BE0EWG.
H diagopikr didyvwon TrepIAappavel Ta ouvdpopo Smith-Lemli-Opitz, CHARGE, Alagille,
VATER, Goldenhar kai epBpuotdBeia amd 1coTpeTivoivn (deite autoug Toug Opoug).H
TTpoyevvnTIK Oldyvwaon egival duvati Pe AQWN XOPIAKWY AGXVWV [l APVIOTTOPAKEVTNONG, OF
KUAOEIG ME BETIKO OIKOYEVEIOKS I0TOPIKO, KABWG KAl 0€ KUAOEIG OTTOU £XOUV eVTOTTIOBEl, atmd Ta
EUBPUIKA uTTEPNXOKAPDIOYPAPAUATA, AVWHOAIEG OXETIKEG PE TO OUVOPOWNO. H TTPOEUPUTEUTIKN
YEVETIKN BIdyvwan gival €QIKTA. To EAAEIIPA TTPOKUTTITEl €K VEOU <i> de novo </ i> a1o ~ 90% Twv
TePITTWOEWY. O KivOuvog  emmaveR@Aviong TTaoXoviwy  oTéuwv civar  50%. H Bepartreia
eCaptdral atmd TIG oUVOdEG avwpahieg. MTTopei va atraiTeital Xeipoupyikr eTEPRacn otTnv Kapdid
Kal / 4 TNV uttepwa, AoyoBepaTreia, dIaTpoPr PECW PIVOYAOTPIKOU, CUPTTANPWUATA aoBeaTiou
Kal WuxoAoyikr uttooTipiEn. Eival etriong atrapaitntn n TAKTIK) avoooAoyIKr TTapakoAoudnon. H
TTPOYVWON TTOIKIAAEI Kal e€apTdTtal atrd TN coBapdTtnTta TnNG vooou. H Bpegik Bvnoiydtnta givai
OXETIKA XaUNAR (~ 4%), evi 0TOUG EVAAIKEG €ival upnAOTEPN OE OXEON PE TOV UTTOAOITTO EVAAIKO
TTANBUCUO.

E1dIkdg epTTEIPOYVWHWV:

o Dr Donna MCDONALD-MCGINN
o Dr Elaine ZACKAI

Metappaon — EmuéAcia:
o Kooud KwvoTtavriva, MD. KAvikr IeveTioTpia
o EAévn Mixehakdkn, PhD. EBvikA ZuvTovioTpia Tou EAANvikoU Orphanet

TeAeutaia evnuépwon: AekéuBplog 2012
Metdgppaon: Mdiog 2014

To €yypa@o autd QTTOCKOTTEI OTNV TTAPOXN TTANPOQOPIWY. Z& KAMMia TTepiTTTwon dgv
MTTOPEI va uTtokaTtaoTAoEl TNV laTpIKA @povTida TTou TTapEXETal aTTd €I0IKOUG ETTIOTAMOVES
SRR kan Ogv Ba TTpéTTEl va xpnoigoTroigital oav Baon yia mn didyvwaon A Bepartreia.
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