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YKOMOZ' MNpoéodarta, evtoniotnkav os acBeveic pe nl-ClLINH-HAE 800 véeg maboyovikég LeTalatelg, n
K330E oto yoviélo PLG kot n A119S oto yovidio ANGPT1. Ikomog tng UeAétng nrav va SiepeuvnOel o
ETUWMOAQCUOC AUTWV TWV HeTaANAtswv oe eupwmaioug acBeveic pe nl-C1INH-HAE.

YAIKO — MEGOAOI" MeAetnOnkav 136 Sesiypata DNA acBevwv pe nl-C1INH-HAE [113 pe KANPOVOLKO
ayyelooidnua dyvwotng awttoloyiag (U-HAE) Kot 23 He pn LOTQULVEPYLKO emikTtnTo ayyeslooibnpa (InH-
AAE)] (52 &elypata acBevwv ouyyplkng, 33 TaALKNG, 24 omavikng, 17 eAAnVIKAG, 8 TMOAWVLKNAG Kal 2
vepHavVLKNG mpoéAeuonc). To yovibio PLG avoAuBnke pe otoxeupévn alnAouxion véag yevidag (NGS)
(100% kaAuPn Twv petadpaldevwy MEPLOXWVY) eVw To yovidlo ANGPTI pe aAAnlouylon katd Sanger.
AMNOTEAEZMATA" 10 cUvolo Twv Selypdtwy, dev Bpednkav dpopeis Tng petdAaéng ANGPTI A119S, evw n
MeTdAAaén PLG K330E evtoniotnke o€ 4 (2,9%) un ouyyeveic aoBeveig, petafl twv omolwv évag opoluyog.
e 800 TEPUTTWOELG, TPAYLOTOTOLNONKE UEAETN TWV OLKOYEVELWV. H LEAETN TNG MPWTNG OLKOYEVELAG
amokdAue Suo uylelg eTepdluyeg KOpeG (>45 eTwv) pag opdluyng Kntépag (proband), n omoia maoyel
arnod Baplag popdng ayyelooidnua and tv nAwkia twv 40 stwv (18 kpioeig/étog ektdg Bepameiag pe KaAn
andvinon oto Tpaveaulkd of0). Ztn OSeUTeEPn OLWKOYEVELA, METAED TwV 6 HEAWV TIOU HEAETAONKAY,
gviomniotnkav 6Uo vyLeic popeic NG petalagng kat 3 aoBeveic mou epudpavilav kuplwg oldrnpata y\wooag.
To televtaio amd ta péEAN mou eAéyxOnke, mapd to yeyovoc OtL Sev €depe tn petdlagn, mapouaiale
Kploelg pe oidnua PAeddpwv f kat TOvo otnv Kollakr xwpa. TEAog, oto cUVoAo Twv Selyudtwy
aVIXVeLOnKav TEOOEPLG aKOUNn oOmavieg Hetalagelc oto PLG (R89K, R253H, R490Q, R523W), n
TaBoyoVIKOTNTA TWV OTOIWV PEVEL va eTILBERALWOEL LE LEAETN TWV OLKOYEVELWV.

JYZHTHIH — IYMNEPAIMA® H ocuxvotnta tng petaAlAoéng ANGPT1 A119S eival moAU xapnAn petald
acBevwv pe nl-ClINH-HAE. H petdMa&n PLG K330E epdaviletalr pe ocuyvotnta mepimou 3% otov
MANBUOUO AUTWV TWV acBevwy Kal Pe ateAn SlelodutikotnTa.



