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Yy EAAGOa 10 ouyvOTEPO QUTIO CUUOYPOUATOONS VOl 1) SELTEPOTAONG LIEPPOPTMOT)
ocwnpov (Fe) oe petayyicoeloptdpevourg acbeveic pe Borocoopio. H winpovopikn
apoypopdtoon (hereditary haemochromatosis, HH), mpoxaiel npmtomadn vrepedptmon
ownpov operdpevn oe maboroywkd HFE, TFR2 11 FNP1 yovidioa. H eninmtoon tov HH
oawvotumov otov Kavkdoio manbocud eivar 2-5/1000 dropa. KAnpovopukés dtotapoyés mov
TpokaAoHV vepeopTmon Fe, Ba pmopovcav va emPapivovv to 10N vynAd goptio Fe tov
Boraocoaipikedv acbevav. I to okond avtd peretnOniov 12 petadiayéc oto HFE (C282Y,
H63D, S65C, V53M, V59M, H63H, Q127H, P160delC, E168Q, E168X, W169X, Q283P), 4
uetaAlayég oto TFR2 (E60X, M172K, Y250X, AVAQS594-597del) ot 2 petorlayés oto
FPN1 yovidio (N144H, V162del), oe 129 acbeveig pe Ooracoopio (95/129: oudluyn B-MA,
15/129: evd. MA kot 19/129: MAKA) ko 107 vyteig pdptopec. H poproxn perétn PacicOnke
oTNV 0Py TOL OVAGTPOPOL VPPICUOD Yo TNV TOVTOTOINGT TOV (UCLOAOYIK®OV Kol
Ta0O0AOYIKOV OAANAOUOPQ®VY, UETE omd ekyOAlon DNA omd to.  AevKOoKITTOP TEPIPEPIKOV
aiploTog Kot TNV EKTEAEON TNG 0AVGOMOTNG avTidpacng moivpepdong (PCR).

H ocvyvétmra tov maboroyikdv aAlniopdpewv (g), Tov C282Y kot H63D uetoliaydv tav
avtictowya 0,016 (4/129:C282Y/WT) won 0,144 (28/129:H63D/WT, wou 4/129:H63D/H63D)
otovg aocbeveic ko 0,019 (4/107:C282Y/WT) «wou 0,141 (26/107:H63D/WT o
2/107:H63D/H63D) otovg vyieic paptopec. Tov S65C yovotumo, Epepe Evag POVOV €K TOV
VYoV poptopov (g 0,005) kot kavévog and tovg acBeveis. Aev aviyvevdnke opolvywtia yio
tov C282Y ko S65C yovotumo, evdd o VS53M, V59M, H63H, Q127H, P160delC, E168Q,
E168X, W169X, Q283P, E60X, M172K, Y250X, AVAQS594-597del, N144H, V162del
yovotumot dgv aviyvevncav PeETa&d TV achevdy Kol TOV DYIOV HopTOP®V, EDPTL GUUPATO
Ue ™ omdvio mapovsic Tovg 6tov EAANviKG minbucpd. Metaéd tov Bolacoaiukdyv acfevov
uévo ot C282Y wxon H63D petadloyég aviyvevdnoav, oAAd pe cuyvoOTnTeg 0AANAOUOPP®Y
avéroyeg Tov poptopmv. H pelémn Oa copuminpmbet pe m ovoyétion tov H63D ko C282Y
yovotumov tv acbevav pe 1o poptio Fe avtdv, pe 61dy0, v amddetn i oyt emPdpuvong
tov poptiov Fe and tov HH-HFE yovétumo.



