P22. AIA'NQXH XYNAPOMOY AITAAOI®HYE TOY 22Q11.2 (DIGEORGE) XE ENHAIKH AXGENH ME EIIEIZOAIO
AITQAEIAY TYNEIAHTHY KAI XYNOAO I'ENIKEYMENH TONIKO-KAONIKH EITIAHIITIKH KPIXH.
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EIZATQrH

»To ouvopopo DiGeorge npokaleitatl ano v daypaen 3 eKATOPPUpIeV (EUYOV
Baoewv (Mb) otn neproxn 22q11.2 tou Xpopooopatog 22.

»Eivat n mo ouxvr) Siaypagr] otoug avBparoug kat éva arod ta urnepmlo-kapdio-
MPOOWMITIKA OUVOPOA, TOU OIToiou 01 KAIVIKEG eKONAMOEIS KAl 0 XpOvog ePpAVIoNg
autav rokidouv avddoya pe 1o Babpo ékppaong tng petdAddadng.

»H 61ayvewon tou ouvOpopou yiveral vopig oty natdiky nAkia kal xapaxktnpifetat
aro eUpU PAOHA KAWVIKOU (ATVOTUIIOU PE OUYKERPIPIEVEG OUCHIOPPIEG TOU IPOCKITOU,
OOM1KEG KAl AE1TOUPYIKEG aveaAieg TnNg Kapdildg Kal @V evOoKpIvav adevamv.

» Mia poper) evbokpivikrg ducAettoupyiag eival n vntaoPfeotiaipia, n oroia
napatnpeitat oe rtoocootd 70 % twv acBevav.

MAPOYZIAZH MEPIZTATIKOY

Tuvaika 42 etov npookopidetal Adym awpvidiag evapiemg (aAng kat Autofupikou

eneloodiou, pe anmdela ouveidnong Kat ouvodo YEVIKEUPEVT TOVIKO-KAOVIKI)

ermAnmukn kpion 6iapkelag Aiyov deutepoAertov.

KAwika epgavide opbootatike) unotact), CUCTOAIKO @uonpa 1-2/6, apwdieg dve

dxkpav, anovoia onpeiov Chvostek kat Trousseau.

AvayvapioBnke aunuévog kapd100wpaKrIKOg HEIKING OTOV AKTIVOAOYIKO £AEYX0, EVE

Oev mpogkuyav rmabodoyikd supnpata oto nAskrporapdloypapnpa 1) 1o

unepnxoypaenpa kapdiag.

A0 TOV £PYAOTNPIAKO £AEyX0 avayvepiodnke e1ROva npotonadoug

unontapa@upeoe1diopou e tpég Ca?t 5.1 mg/dl [8.8-10.4], P- 5.76 mg/dl [2.5-

4.5], PTH 6.8 pg/ml [15.0-65] ka1 25-OHD 11.5 ng/ml.

‘EAeyxog pe CT eyke@alou avedeile enaoPeotmoelg 1oV Bacikav yayyAiov.

Avtuipetoriodnke apeoca pe evoo@AEPia Xoprjynorn YAUKOVIKOU aoPBeotiou Kal uypwv

pe enarkoAoubn U@eor g CUNITIOUATOAOYIAG KAl Ot OUVEXELA MTEPACE OE ATO TOU

otopatog aymyr) urnokataotaong acfeotiou, payvnoiou, aA@axkaAdoldoAng Kat

XOAEKAAOIPEPOANG.

Pa1VOTUNIKA XAPAKTPLOTLKRA!

*  1)ITA VONTIKY] UOTEPTON)

* duopopeieg TOU MPOOMITOU (LAKPU ITPOOMITO0, UTEPTEAOPIOPOG, ITEMTAATUCHEVT
EYKOIT) ave Xeidoug, xapnAr npoopuorn Kat Suopop@ia €AKAG OOV, oTpaBlopog).

* duatapaxeg g opldiag, aroucia 08OVIMV - XEPOUPYIKI] £§AY®YI] AUTOV AOY®D
TEPOOVIONOU Ao KAaKI) OUYKA£lon g yvabou Kat unorniacia tou opdAtou.

Ava@epetl 10TOPIKO eMANYiag o€ CUCTNHATIKI Ay®Yr) arto v natdikn nAkia, ayxedn
dlatapaxn kat Yuxwon.

O npwtonabng vrnonapabupeoe1dlopog Kat n KAWIKI €kova €0eocav v uvroyia tou
ouvbpopo analowpng 22ql1.2 (DiGeorge syndrome).

Me 1 pebobo twou @Oopifovia in situ uPpidiopou  (FISH)
pkpogAAewpa 22q11.2 kat 1€Onke n S1ayveon 1ou ouvépopou

avayvepiodnke

2YZHTHZH

» Aldyveon ouvbpopo aradowpng 22qll.2, ota mlaiola depelvnong OUYKOITTIKOU
erne100d10u KAl eMANMUIK®OV Kpioe®v Aoy® cofapr|g untacfatotiapiag.

» Mn twrukr exkbrndoon tou ouvépopou aradowprg tou 22qll.2 (DiGeorge)
KabBuotepel ) Hayvwon kat v KAtdAAnAn dwaxeiplon twv acBevov pe ouvépopo
DiGeorge.

» O1 KAwvikol ylatpol mpénet va avayvepifouv tig ekdnAmoelg tou cuvdépopou oe
evnAikeg aoBeveig.




