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JKOMOZ: To £va TPITO TWV TMEPLOTATIKWY KANPOVOULKOU ayyelooidnuatog pe pucLloAoyLko
oavaotoléa C1 sotepdong £xouv anodobel os 4 petalAdelg Tou yovidiou F12. Tautdyxpova,
£vaG AelToupyLkog moAupopdLlopog (rs1801020) tou F12 €xel amodelyOel OtL emnpedlel Tov
KAWIKO datvotumo tng vooou. Mo opdda aocBevwv Pe ayyelooldnuo e€sTdotnke yla thv
napoucia peTtaAGEewv oto F12.

YAIKA-MEGOAOI: 3tnv pelétn cupmepndBnkov Seiypata DNA amd 191 acbeveig pe
ayyelooidnua pe puololoyiko avactoléa C1 eotepdong, 54 vyl LEAN TWV OLKOYEVELWY Kall
161 aoBeveic pe ayyelooidnua mou odeiletal oe BAAPN otov avactoléa Cl sotepdong (C1-
INH-HAE: 154 tumou |, 7 tumou ). To yoviblo F12 oAAnlouxnbnke HE TN XPHON TNG
AMNAoUxnong Néoag levedg (kaAumrtetol to 100% twv petadpaldpevwy TEpLOXwV). H
emuPBefaiwon twv petaAAdtewv €yve Pe TtV alnAolxnon Koatd Sanger. 259 &eiypata
g€etaotnkay yLa tnv UTapén peyaiwv BAapwv oto yovidlo F12. H avixveuon toug Baciletal
otov aAyoplBuo Hidden Markov Model, o omoio¢ ouyKplvel TIC TLUEG TTOU TtepLlypAdouv
noéoa amplicons €xouv dlaBaotel oto Selypa pe kamolo Seiypa eAéyyou.

AMNOTEAEZMATA: H naBoydvoc petdMaén oto F12 ¢.983C>A aviyveubnke o€ Tpelg aoBeveig
mou eixav dlayvwotel wg U-HAE, oL omolol avikav oe 800 SLadOPETIKEG OLKOYEVELEG.
AvixveUtnkav £€L eTUMAEOV PETAANGEELG, TECOEPLG ATIO TIG OTIOLEG XAPAKTNPLOTNKAV WG LN
naBoyoveg (c.41T>C, c.418C>G, ¢.1025C>T, ¢.530C>T) kat 600 HETAMAEEL AyvwoTng
naBoyovikotntag (c.1530G>C, c¢.1768T>G). AUO ouvwvupeg MeTaAlGgelg (c.756C>T,
€.711C>T), o Kowog MoOAUHOPPLOPOS €.619G>C Kal 0 AslToupyLlkdg ToAvpopdLopdg c.-4T>C
ovixveuBnkav oe ouxvotnNTeg AAANAOUOPIWY TIAPOUOLEG HE EKELVEC TTOU Ttapouotaovtal
otn Baon &edopévwv EXAC ylo Tov eUpwraiko mMAnNOuoud. EmumAfov, aviyxvelTnKe pio pn
dnuootevpévn ouvwvupn petdMhaén (c. 1599A>G). Aev aviyveUTnKe Kopia peydAn BAGBn
oto F12.

YYZYTHIH/SYMMEPASIMATA: H avdAucn oAOkAnpng tng Hetadpaldpevng TMEPLOXAG TOU
yoviSiou F12 sival onpovtikn ylo tnv ovixveuon véwv PeTaldéewv mou evoeXopUEVwE val
odeilovtal yla TV epdavion Tou KANPOVOULKOU ayyelooldnuatog. H yevetiky avaluon tou
yovidiou F12 amotelel onpavtiko epyaleio oxtL povo yla tn Stdyvwon tou FXII-HAE aAAd kat
yla TNV €€ amokAgLlopoU didyvwon tou U-HAE.



