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H olwdng moAuaptnpitda (OM) elval P CUCTNUATLKA VEKPWTLKN ayyeLitida, Tng omoiog n
naBoyévela Sev elval MANPWG KOTAVONTH. 2TO CUYKEKPLUEVO ApBpo PeAeTrBnkav (exome
sequencing) 6 OLKOY£VELEG e TTIOAAQTAQ TIEPLOTATLIKA CUCTNUATIKAG Kal deppatikng O, ota
TEPLOOOTEPA TWV OTIOLWV N £vapén €ylve Katd tn matdikn nAtkia, eikdva cupfatny dnAadn pe
KAnpovoplikn 81aBscn AUTOCWHLKOU TUTOU
® Y& OAeC TIC OLKOYEVELEG N ayyelitida tpokAnOnke amod petaAhdtelc oto CECR1, éva
yoviéio mou kwéikomnolei tnv adenosine deaminase 2 (ADA2), Tnv KUpLa
gfwkuttapla ADA (auéntikog mapdyovtag). H evepyodtnta tng ADA2 Tav onUAVTLKA
UELWUEVN oTa Selypata opol Twv acBevwy
e D)ot oL lewpylavng kataywyng EBpaiol Atav opoluywteg os (Lo LeTAAAOEN TIOU UE
Gly47Arg avtikatdaotaon. Ol leppavoi acBbeveig Ntav etepoluywteg yio Arg169GIin
KoL Pro251Leu petaAAdgelg evw £vag Toupkog aioBevig ftav eTepoluywng yla
Gly47Val kot Trp264Ser peTaAAGEELG
e YTov evdoyapLko mMANBUoUo Twv Mewpylavig kataywyng ERpailwv, To gival kaveig

dopéag tng Gly47Arg eivar 0.102 , KatL mou onpaivel uPnAo emmoAacpog vooou
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To keipevo anotedei eAeVBepn petddpaon tng nepindPng tou dnupoacteuvpévou dpbpou
Ko Sev TIEPLEXEL OTOLXELQ OO TO TMANPEG GpBpo
Arnotelel emiong ELPNUO LOG LOVO EPYOCLOG KL OXL UTIOXPEWTIKA BEUA KATAOTAAQYEVNG YVWONG
Anotelei téhog BLBAoypad ki evnuépwan Kat OXL amapaitnta cuoTaon yla Ty KaBnuépa KAWLK Tpagn




