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IEPIAHYH: H KAnpovopukn Apoypopdtoon (K.A.) givot yevetikd £tepoyevig vOGOG mTov YOpOKT-
piletat and avEnuévn amoppoPnon c1dnPoL Kot evarndbeot Tov 6Tovg 16T00¢, eéattiog peTaAldEewy o€
YoVidla TOV GUUUETEYOVY GTNV POOLUGT TG EKKPLONG EYISIVIG 1] TOL VTTOSOYEN TOV, TNV PEPPOTOPTIVI.
Ta televtaia 15 ypdvia amocapnvictnke 1 YeVeTIKN Pdon ¢ vOGoL enttpémovtag TNV akpipn yevett-
K1 Stdyvoon g mAstoyneiog Tov aclevav. H mieioyneia tov aclevav pe katoywmyn omd ty fopeia
Evpamn givar opdluyor yio v petddhaén C282Y tov yovidiov HFE. H K.A. givat ondvia otnv EAAG-
S0, KOl TOAAEG TEPITTAOGELS 0PEIAOVTOL 68 HETOUAAGEELG TOV Yovidiov HJV mov cuvdéetal pe Tov coPapd
oawvotono g Neavikig Apoypopdtoonc. H Oepancio tov acbevav pe K. A. Baciletar otig Ogpomev-
TIKEG APALULAEELS TTOV OITOCKOTOVY GTNV APaipeEST) TG TEPIGOELNG G1O1POoV. XT0 Gpbpo avacKomTovvTol
N mabfopuotoroyio kat 1 yevetikn ¢ KA. tovtdypova pe tig Pactkéc apyéc dlayvmoTIKNG TPOGEYYL-

ong kot Oepameiog.
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Eicaywyn

H Kinpovopkng Apoypopdroong (K.A.) meptypd-
oNKe Yo TpOTH Popd and tov Trousseu' to 1865 pe
YOPOKTNPLOTIKY KAWVIKY TpLdda, StafnTng, vaépypmon
déppatog kot nratikn kippwon. O 6pog “1dromadng ot-
poyxpopdtoon” potddnke and tov Recklinghausen? to
1889, evd o Sheldon® og povoypaeio Tov to 1935 diotd-
nwoe ) Bewpia 0TI 1 vOoog eivor kKAnpovopukn. To 1950
ot Davis kot Arrowsmith* gpappolovv y Tpdt @o-
pa Bepameio pe apapdéels vrootpiloviag 6Tt 1 VOGOG
opeidetat og cvso®pevon cdfpov. To 1976 ot Simon
KOl GUVEPYATEG® ATOJEIKVOOUV OTL 1] VOGOG GUVOEETOL LE
ta avtryove HLA 1aEng I mov edpalovtat oto ypopdcm-
pa 6p kot to 1977 vrwootnpifovv 6t petafifaleton pe
TOV OTOCMLUKO VTOAETOLEVO YOPOKTIPOL KOl SLOTVTTD-
vouv TV Bepia TOL “1OpVTH” GVUPOVA LLE TNV OTTOiA 1
vevlouvn HETAAAAEN ELEOVIOTNKE Yo TPAOTN QOPd OE
éva Kéltiko ypopdcopal.

H «hovoroinon tov yovidiov HFE 10 1996 amnd tovg
Feder ko1 ouv’, £dwoe tepdotio. dONon oty KaTavon-
G1] TNG YEVETIKNG KOl TNG LOPLOKNG TOBOPLGLOAOYING TNG
vooov. H yevetikn etepoyévela mov yapaktnpilet v at-
HLOYP®UATMOGT, 031 YNCE G GUVIOUO YPOVIKO SLUCTNLLO

Tuqpo Emomiung Atutoroyiog-Atatpoeng g Xyoiig Emotnuov Yyei-
ag & Ayoyng, Xapokometov [lavemotipio
Zuyypaéag vrevbuvog yla emkovavia: e-mail:georgepapani@gmail.com

GTOV EVIOTIGUO VE®V CTLLOVTIK®Y YOVIOI®V, TO TPOTOVTOL
TOV OTOIMV GLUUETEYOVV GTNV OLLOLOGTAGIM TOV GLOTPOV.
Onwg avaivetat otov wivaka 1, petaAldtels Tav yovidi-
ov HFE, tov vrodoyéa g tpavepepivng-2 (TfR2)8, g
ey1divng (HAMP)?, tg arpotlovPerivng (HJIV)™ kar g
TPOTEIVNG eEay@YED TOL EVOOKVTTAPIOV GLOTPOL, PEPPO-
noptivig (SLC40A41)" mpokadodv KAvikd cOvdpopo KA.
Kowé yapaxtmpiotikd mov dwympiler v KA. amd ta
GAAO KANPOVOLLKG GUVOPOLLO GLGGMPEVOT|S GO POV &i-
vou OTL Ol YEVETIKEG LETAAAAEELS TV YoVidimv 0dnyodV
o€ TPOTOTOHN SLGAEITOVPYIO TOL PNYAVIGHLOV pYOBLIoNG
g Topay®yng N eEAdTtoon g Poroykng dpdong g
opudvng eydivne. H eyidivn amotehet tov kevrpikod pub-
LLOTH TNG OLOL0GTAGIAG TOV G181|pov 6TOV AvBpTo'2.

MNaBoguaoioloyia

H K.A., yopoktnpiletor and anpdo@opa ovEnpévn,
o€ oY€0M LE Ta EMIMEDA TOV ATOONK®V, EVIEPIKT| OTOPPO-
@No™M GLONPOL. Xg PLOIOAOYIKEG CUVONKEG £vag EVIIAMKOG
anoppo®d mepimov 1-2 mg nuepnoing, tocoTTA ioM L
avth 1oV amofdAer’®. Toppwva pe ektipnoelg, otnv KA.
1N NUEPN O TPOGAT YT GLO1|POL TOVAGYIGTOV JTANCLAE-
Tat ov Kot e&axoAovBet va eppavilet avtiotpoen oyxéon
e Tig omodnkec o1dMpov't. Ta embniiaxd eviepikd KoT-
TOPA TOV 00HEVOV LE AUOYPOUATOOT LOtdlovV [IE AT
TOV 0COEVOV LE GIONPOTEVIKT OvaLpio KaBdG dev Exovv
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Mivakag 1. Fevetikn Ta§lvopnon tng KANPOVOMIKAG atpoxpwpdatwong. *Online Mendelian Inheritance in Man.

Tumog lovidio Asitouvpyia Kupidtepeg  KAnpovounon, MNapatnpnoeig
(OMIM)* HETAANAEEIG  ouxvOTNTA KAl
SieiodutikéTnTA
Tumog 1 HFE A0Enon C282Y,H63D  AuTOOWMIKNA Khaooikn atpoxpwpdtwon
(#235200) ™e ePidivng UTTOAELTTOMEVN. ExSnAwon otn péon nAikia,
Apopd 90% twv OUXVOTEPN OTOUG AVOPEG.
TIEPIMTWOEWV OE MpPooBoAn TWV YUVAIKWV
TTAYKOOUIA KAipaKa ouvNBwWC LETA TNV TNV
XapunAn SIEGSUTIKOTNTA  EUUNVOTIAUON.
TOmoc2A  HIV A0ENnon G320V AUTOCWHIKN YoPapr evaméBeon
(#602390) ¢ eP1divng UTTOAEITTIOMEVN. o1dnpou og veapn nAKia.
>mdvia, TEPIOCOTEPO MadlaTpIKEC TIEPITTWOELG
ouxVH amo Tov €Xouv ava@epOEi.
TUmo 2B. EN\ada, uxvn ekdniwon o
N. Itahia, Kavaddc UTTOYOVaSOTPOPIKOC
KOl OTTOPASIKEC umtoyovadIoHocg Kat n
TIEPIMTTWOEIC O€ ANNEC puokapdiomdabela.
XWPES
Tunmoc2B  HAMP  Meiwon tng 93delG, R75X, AutoowuIKn ‘Opola KAWVIKN EIKOVA JE TOV
(#613313) anoppoPnong S1dgpopeg UTTOAELTTOMEVN. Tumo 2A.
odnpovy, peiwon  omopadikég  ESaipetikd omavia
Tou oldrjpou oTo
aipa
Tumog 3 TFR2 A0&non Y250X, E60X, AuTOOWWIKA MBavn évapén katd tn
(#604250) ™me ePidivng Q690P, UTTOAELTTOMEVN. veavikn nAikia. Epgdvion
Sidpopeg >mavia, TEPIMTWOELG Aiyo evwpitepa Kal pe
omopadlkéC  ouUXVOTEPA OTNV oofapdtepn evamdBeon
lanwvia, ItaAia kat o1dripou o€ oxéon e Tov
Bpalihia Tomo 1.
Tomog 4 SLC40A1 E€aywyn V162del, AuTOoOWWIKN eMKPATAG.  Mapouaotdlel Vo umoTUTIOUC:
(#606069) evbokuTTapiou Sldpopeg Imavia o A xapaktnpiletat amd
o16ripou omopadIKEG evanéBeon o1dénpov ota
HaKPO®AYa Kal XaunAd
KOPEOHO TPAVOPEPPIVNG
Kalt o B gival 6polog pe tnv
KAOGOIKN AlOXPWHATWON,.
Tomog 5 FTH1 Depprtivn, A49U AUTOCWWIKN EMKPATAG.  EvaméBeon oidripou o€
(#615517) amoBnkeuon ‘Exel meptypa@ei pévo nmap, Kapdid Kal HUENS
o16ripou O€ LA OIKOYEVELa TWV 00TWV. MeTtaAaén oto

lamwvikAg Kataywyng

o1dnpopubuIoTIKS oToLXEID
(IRE) Tou yovidiou.

QEPPLTIVI KL 6N PO 6TIG 1oToYNIIKEG Yphoels'®. Kabmg
0 avBpomvog opyaviopog dev dtabétel pnyavicpovs av-
&nong ¢ amoPoAng odnpov, 1 dwTnpnomn Yo peydro
XPOVIKO dtdotnpa Beticov nueprotov wolvyiov odnyel
TPOOSEVTIKG GE GUOCMOPEVGT TOV GTOVG LGTOVS KL TNV
TPOKANGoT 10TIKNG PAAPNS. YmoAoyiopol Tov Guvoiikon
G1OMPOL OV KIVNTOTOMONKE Le apapdEels og acbeveig
pe opoypopdroon deiyvoovv 6t uropei va Eemepvd ta 20

gr't. Kopua dpyava evamdBeong oidnpov givor To fmap,
TO TAYKPENS, TO LVOKAPI10, Ol apBpMCELS, TO dEPLLLL KOl
N voguon. H koatavoun g evamdfeong eEnyel Kot Tig
TMEPLOGATEPEG OO TIG KAVIKEG EKONADGELS TOV GLVIED-
vt pe T vooo'” (mivakog 2).

Ta meprocdTepa amd T YoVidlo TOL GLVIEOVTAL pE
mv KA. exppdalovtal 610 NTOTOKOTTOPO KOl CULLLETE-
YOLV GTNV TOAVTAOKT 080 pVBLIONG TNG EKKPLONG EYIdi-
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Mivakag 2. SUPMTWHATA Kat KAVIKEG EKONAWOEIG TRG
KANPOVOUIKAG ALHOXPWHATWONG.

AcuuNTWATIKA
MaBoloyikég epyaotnplokég e&etdoelg o16ripou
Algpgvivnon maBoAoYIKWY NITATIKWY SOKIUACIWY
'EAEYXOC OIKOYEVEIWV
Mn €181Kd CUGTNHATIKA CUPTTTWHATA
Aduvapia
ARBapyog
Komwon
AwAELa Bapoug
Tupuntwpata oxeTI{OpEVa pe TPOGBOAR opyavwv
KolAlako alyog (nmatopeyahia)
ApBpalyiec (apBpitida)
AaBnRTNG (Mpoo ol maykpéatog)
Aunvoppota (umduaon, Kippwon)
Yrépxpwon dépuatog (evanobeon o1dripou
oto &épua)
AnwAela libido, avikavotnta (umdgpuon, Kippwaon)
Kapbiakn avendpkela (mpooBoir kapdidc)
Appubuiec (mpooPolri kKapdidg)

HmaroxuTTopiks
pepfpavn

vne (Ewova 1). H gy1divn ekipiveton pe tv popen evog
Broroyikd evepyod mentidiov 25 apuvo&E®my 1 apvoTEAL-
KN aAANAovyio TOV 0TOI0L TPOGIEVETUL TNV TPOTEIVN
QeEPPOTOPTIV, TN UOVN YVOOTH UEYPL CHUEPD TPOTEIVY
— gfaymyéa gvdokvttapiov cdnpov'®. H ntpdodeon g
ey1divng otV QeppomoptTivn 00MYEl oTNV EVOOKVTTAP®OT)
TOV GUUTAEYHOTOG EYIBIVIG-PEPPOTOPTIVIG, POCPOPL-
AMmon Kot amotkodOUN o TG PEPPOTOPTIVIG EANTTAOVO-
VTOG TNV EKQPACT TNG OTNV KLTTOPIKT ueufpavn’®. Xe
GLGTNUOTIKO eminedo, 1 avEnon ¢ eyidivng odnyei oe
peimomn g amoppdPENoNG GLONPOL OTTd TO EVTEPOKDTTO
po Kot peimomn ¢ ameAevfEpwong ™G amd To, LaKPOQPd-
vo tov AEX. Meimon g eyidivng odnyei oto avtibeto
amoteAéopata, pe okpaio Taboroyikn Ekppoon v KA.

Me e&aipeon v K.A. mov opeiletotl o€ petaAAAEELG
NG PEPPOTOPTIVIG, GTOVG VITOAOUTOVG YEVETIKOVG TOTOVG
OLHLOYPOUATMOONG TOLPATNPEITAL GYETIKN 1 0O LT pei-
MG NG TAPAYOUEVNC EYIBTVIG KOl AVETAPKELL TG Op-
poVNG va SlotPNGEL TV PLGLOAOYIKT OLOLOGTAGIO TOV
eolvyiov Gdnpov.

H mapaymyn eyidivng amd ta nratokdttapo puouile-
TOL KVPI®G LETOYPAUPTKE Kot eEPTATOL 0O TO GTLOITOS0-
TIKO LOVOTATL TOV OGTIKMOV HOPPOYEVNTIKMV TPOTEVOV

Npathewan amd Tov HUEMD TWV ooV

| s, Aviykeg epuBpomioinang
. W

Hmarokutrapikéc
anoBrikes mbfpou

(BMPer) ETATS | Ewdivi |

Muprivag

Ekova 1. ZxnNUATIKA avamapdoTaon Twv onUatoSoTIKWY ovoratiwy mou pubuifouv Tnv éKKplon TN ePidivng ota NmatokUT-
Tapa. 1) H puBuion tg amoppoenong eidivng oUMPWVA LE TIG AVAYKEG TNG EpUBpOTTOINoNG EMTUYXAVETAL e SIOAUTOUG TapPd-
yovTteg mou mapdyovtal amd Tov UEAS TwV 00TWV Kal 0dnyolv o€ eAATTwon Tng mapaywyng eyidivng. O akpiPng pnxaviopog
Spdong kat o urtodoxéag Tou ERFE Sev éxel akopa tautomolinBei. 2) PUBuion pe Bdaon Tig nmatikég amoBrikeg o16rjpou Kal Tou Ol-
6POoU TNG CUCTNUATIKAG KUKAO®OPIAG. Zuppetéxouv ol mpwteiveg HFE kat TfR2 mmou Bpiokovtal petalaypéveg otnv KAnpovo-
HIKN aipgoxpwpatwon. AAANAEMSPOUV E TOUG UTTOSOXEIG TWV OOTIKWV LOPPOYEVETIKWV TTPWTEIVWV Kal TOV oLVUTIOS0XEd TOUC,
v apotlouPelivn mou Bpioketal petalaypévn otnv N.A.. H ab€non tng petaypagng tou yovidiou tng ePidivng onuatodo-
Teital amod v 086 Twv pwteivwv SMAD. 3) H puBuion tng ékkplong tng ePidivng o€ GAeYHOVWSELG KATAOTACELG OPEINETAL OTNV
gvepyomnoinon tou unodoxéa tng IL-6 kat TG 06ou onpatodotnong Tng STAT3.
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(Bone Morphogenetic Proteins, BMPs) kot tov npotel-
vaov SMAD*2!. O kup1d1ep0g TPOGIETNG TV VIOSOYEDV
BMP mov gkppalovtal 6TV NIoTtoKuTTopIKy HEUPpavn
(BMPR1 ko BMPR2) givai | 00TIK LOPOOYEVNTIKY TP®-
tetvi) BMP6 nov mapdyeton and ta evoobniiaxd kottapa
TOV NTOTIKOV KOATOEW®V Kot T kOTtapo Tov Kupffer kot
g€aptaral omd to NroTikd arodépata c1dnpov?:. Méow
AVLTNG NG 0000 oNUATOSOTNONG, 1| AVENCN TV omodn-
KOV G10Mpov 0dNyel otV awénomn g Tapaymyng ewidi-
wnc®. H npoteivn awpotlovferivn (HIV) mov Bpicketon
TAPOALOYLLEVT] OTOVG 0I0OEVEIC TOV TAGYOVV Ol VEAVL-
KN OLUOYPOUATOON AELTOVPYEL GOV GLVVTOOOYENS TOV
BMPR kot mailet onpavtiké poho oty LETAO0GT TOV O1f-
potoc®. H Baputnto tou KAvikod @ovotdmon oAld Kot
1N eninToon TV HeTOAAAEE®MVY ToL Yovidiov HJV (Neavi-
K1 QLOYPOUATOGCT) TOTOL 2A) 0TNV Tapay®YN EYLdivNg
glvat {31 [LE TIG TEPIMTMOGELG KAT|POVOUIKNG OLLOYP ML~
TOOMG TOL oPeiAovTal 6€ LETAAAAEELG TOV YOVIdio TG
eydivng, HAMP (Neavikn aiploypopdtocn tomov 2B).

H Lertovpywn onpacio tov npoteivav HFE kot TIR2
glvarl Aydtepo Eexobapiopévn aAld cuvdéetan e TV
pUBUIoT TG TaPAY®YNG EWISIVNG GE OVTOTTOKPIOT| GTO
eninedo KOPEGHOV TG KUKAOPOPOVSAS TPAVSPEPPIVIG.

ZNHovTKOg puOLIGTAG TG NTOTIKNG EKPPaoNS EYIdi-
vng etvon | patpurtdon-2 (TMPRSS6), o dwopepfpo-
VIKT TPMTEACT] GEPIVIG TTOL dtaomd TV apotlovPerivn
00N Y®VTOG o€ Pelmon NG LETAYPAPNS TOV YOVISiov TG
ey1divnc? ko ouvdeTan pe TV avamTuEn avOEKTIKNG 6T
YOPNYNON GNPOL GLONPOTEVIKNG avopiog?.

Téhog, mapdryovtag pe onuavtiki copBoAn oty pvo-
Lo TG EYL3IVNG GE OVTATOKPLIOT) TV AVOYKAOV TNG EPL-
Bpomoinong oe cidnpo eivar 1 epvBpoeeppovn (ERFE).
H gpvbpopeppovn mopdyetar amd toug epvbpoPrdcteg
Kot 00N yel o€ PEl®ON TG NAATIKNG TOPAy®YNG EYIdivig
LE AYVOOTO PEYPL GNUEPO UNYXOVIOHO OTUATOSOTHON G,
[Ipdopatn perétn oe movtikio pe Mecoysiakn avouio
£0e1&e Ot1L 1 epuBpoPeppdVN cupPdiel oty peimon g
Y18ivNG KOl 6TO POPTIO GIOMPOL TOL CLCCMPEVETOL GTOVG
oto0g?’. H pubuon g mopoyoyng yidivig cuvapti-
GEL TOV aVaYK®OV NG gpvBpomoinong paiveton vo, etvor
TOAOTAOKT Kot Vo SIEGOAPEITOL OO TEPLGGOTEPOVG
davtog mapdyovtec®.

Meréteg oe acbeveig pe HFE-apoypopdtmon tov
Eafov pia d6om o1dnpov and to oToOUa, 015NV HELWD-
HEVN avTAmOKPLoN OTNV EKKPLoN eWdivng 6tav cuyKpi-
Onxav pe puotoroykong naptupec?®?. Trovg acheveic pe
TfR2 ooy p®UATOGCT 1| KKPLoT| eY1divng petd amd Anym
Ao TOL GTOLATOS G101 POV NTay aovca®. Ot acheveis pe
VEOVIKT OLLOYPOUATOOT TOV 0QEilovTaL GE LETAAAGEELG
7oL Yovidiov mov kwdtkomotel v eydivn (HAMP) £xovv
un Aettovpykn eyidivn, cofapr] cLGCOPELGT GLONPOL
7OV 00N YEl 08 KAMVIKEG EKINADOELS GE VEAVIKT NALKIO Kot
@owvoTLTTO TAPOUOL0 pe ToVg aoBeveic pe HJV veavikn
OLLOYPOUATOON.

H “khocoikn” vocog g eeppomoptivig (opoypm-
pdrtwon tomov 4A) oeeiletal og PETAAAAEELG TOV 001-
YOOV GE amMAELD, AELTOVPYIKOTNTAG TG PEPPOTOPTIVIG
pe amotédecpa TV advvapio eoymyng evooKvTTAPLOL
o101pov, £181KOTEPQ OO T Pakpo@dya tov AEX3!, O
61dNPOg GVGGMPEVETAL GTOL LOKPOPAYOL TOV HVEAOD TOV
00TAV, TOV 6TANVOG Kot ota kbTTapo tov Kuppfer. Ot
aoBeveic eppavifouv vynAn eepptrivi 0pod pe PVGLo-
AOYIKO KOPEGUO TPAVGPEPPIVIG KO LEPIKEG POPEG NTTLOL
avapio otiog ™G EAATTMUOTIKNG AVOKVKAMGNG TOL
onpov®. H avoyn ot Bepancio pe apopdéelg sivan
etoyn>. Avtifeta, otn “un KAOooIK” VOGO TG PEPPO-
moptivg (arpoyxpopdTmon tomov 4B), orvmoxeipeveg pe-
TaAAGEEIS 00N YOV G KEPSOG AELTOVPYIKOTNTAG, KUPIMG
g€artiag avtiotaong otnv dpdon g eydivnc 3!, g
TMEPITTAOCELS AVTEG O GidNPOg evamoTifeTal oTa TOpEY)L-
HOTIKG, KOTTOPO Kol O KAVIKOG POovOTLTTOG Elvat mapo-
LO10G LE TNV KAOOGIKT OUOXPOUATMCT TV EVNAMK®V2,

Fevetikn

To yevetikd vtoPabpo oty TAElOYNPio TV 0oBeVDV
LE apoypmudTmon eivarn opoluymtio yio TNy HeTdAA-
&n C282Y tov yovidiov HFE. H cuyvotnta g petdAla-
Eng C282Y eivar vymin og Kavkdoiovg pe mpoéhevon v
Bopewa Evpann (og opiopéveg neproyég 10% tov minbvo-
opov givar etepoluyo kat 3-5 otovg 1000 opdluyor) kot
oyedov amovoa og un Kavkdoiovg tAnbouopovg. X yo-
pOL LLOG, OXETIKES LEAETES £De1&0V TOAD YOUNAT GVUYVOTNTO
™G petdAraéng C282Y otov ehdinvikd ninbvopd (0,3%-
0,75%), yeyovOc mov pUNVEVEL TNV GTLOVIOTNTO TG VOGO
otovg EAAnvec® 6. Addec petodlaéelc tov yovidiov HFE,
Kuplog oe KT etepoluy®TIOl e TV KVPLOL LETAAAAEN
C282Y, &youv Ppebel oe ondvieg mepmtdoels achevmv
pe KLA. aAAd 1 onpacio Toug Topapéverl ApLEIAEYOLEVT).
H petdAraén H63D aivetal va £yel kpr AELTOvpyIKy
onpacia. O opdlvyog yovotumog H63D/H63D dev cuv-
déetat e TV EREAvioTn VOGOV Kot 1 KT eTepoluymTio
C282Y/H63D dev cuvdéetat e KAVIKE OTLOVTIKT GLO-
ompevon cdnpov’’E,

H Bopotnta g @ovoTumikng £KQpacns TG vOsou
avapeca otovg C282Y opoluymteg mowkidel 6 peydlo
Boabpod kot Exel anoTEAECEL AVTIKEILEVO EKTETANEVNG LLE-
Aétng. H exdnimon tov mApovg KAvikoy GuvapdoLon
OV TEPIAQUPAVEL TNV NTOTIKT KIpp®OT QoiveTal Vo unv
gtva ouyvn (~5% otoug avdpeg ko ~1% oTig yovaikeg)
®GCTOGO 1 ELPAVIOT BLOYNLUKOD (ULVOTOTTOL e AVENULEVO
Kopeo O TpavVePEPPivIG Kot VYNAN PeppLTivy 0pov IOV
pmopet va ducaroroynoet Bepamevticy Topépfacn propet
va minoaletl o 50% tov opoluymtdvi4l e po pedé
7oV TapakolovOnce Tpoomticd evijhkeg C282Y opdlu-
youg eBelovtég ota 12 €t mapakorovdnong nepimov 28%
TOV ovOPOV aALE POALS 1,2% TV YOVOIKGV ERQAVIGOY
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KAVIKG 1 BLloynuké eupripoto ToL TANPOVGOV TO, KPL-
PO TG KAVIKNG Sidyveoong g perémmc®. Aedopévov
ot 1 opoluymtia yio v petdAroén C282Y sivar amo-
paitnTog aAAd Oyt emapkng Tapdyovtag yio Ty eKONAm-
61 TOL KAVIKOD QOVOTUTOV 1 TOIKIAT SLEGOVTIKOTITA
KOl EKPPOOTIKOTNTO TNG VOGOV amrodidetat o€ S1popovg
TPOTOTOUTIKOVG TOPAYOVTEG, EXIKTNTOVG KO YEVETIKOVG,.
H HFE ayoyxpopdtoon etvor omavidtepn otig yovai-
Keg (avaroyio avépadv —yovark®v 10:1) kot moAd ordvia
OTIG TTPOEUUNVOTTOVGLOKEG, EELTIOG TOV YAUNADV oTo-
Onkadv onpov. H votepektoun kot 1 tpdmpn eppnvo-
TAVOT POIVETAL VO GUVOLOVTAL [LE ADENCT) TV OTodnKOY
o1d3Mpov 6€ peyorldtepo Padud ox’ 6t o aplBpudg TV Ko-
Nnoewv*®. H kotavdlmon aAkoOh GuVEEETAL GTEVA [E TNV
EKONA®OT TOL PaVOTVTOV, TBavVOTATA E€atTing TG mi-
dpactg Tov otV HEIMOT TG Tapay®yNg eydivng* eva
GLVOTPEN NTATIKNG SuoAetTovpyiag avEdver Ta eTineda
o101pov e ToV 1610 TpOmo®. Alarta TAodola og aiun eoi-
veTaL va £(eL oMHocio Yo To ENineda TV arodnkdv ot
dMpov oT1c opdLLYEG YOVaIKEG PETE TV epunvoTovon®.
Ot avaoctoAeic g avtiiog Tpotoviov Bpédnke va peid-
VooV TNV avaykn yo aopdéels og acbeveic pe K.A.,
Optopévo. oo T yovidlo ToL GUUUETEXOVY GTOV TOAD-
TAOKO PNYOVIGUO OLLOLOGTAGIOG TOV GLONPOL EYOVV TTPO-
tafel cav mhavoi yeveTIKol TPOTOTOMTES TOV KAVIKOD
eawvotvonov g KA. O katdAoyog mepthappdvetl petai-
AaEeic g eydivngt*, e arpotlovPerivig*®?, cuyvég
napoAlayéc Twv yovidiov tav BMP2,4° kabhg kat Tov
yovidiov TF?!, GNPAT* xon TMPRSS6%. Xapoaxtmpiott-
KO TOPAOELYLLO. CUVEPYIOG OVALESO OE LETOAAAEELS SLopo-
PETIKOV Yovidimv, eivar Tepintwon aoBevoig pe coPapd
oowvotomo N.A. ov anododnke oe GLVOVAGHO LETOAAA-
EemVv o€ YOVId TOL CLVOEOVTAL LLE TNV OULOYPOUATOOT)
TV eviAikeov (LKt etepoluyotio C282Y/H63D oto yo-
vido HFE ka1 opoluyotio Q317X/Q317X oto TfR2)*.
H mhelovéomra tov tepumtdcenv N.A. opeiletol og
opuoluyec petodraelg tov yovidiov HJV. And tig pe-
TaAlGEels mov €xovv meptypapet, 1 G320V gaivetol va
glvau n ovyvotepn kot amavtdtal o acbeveig dStopopeti-
KOV €BvopureTikdv opddmv'®>>%, H mthgioyneio tov Te-
PUTTOGEMV 0popd acbeveig e Kataywyn omd v EALGSa,
v Itodio 7 tnv T'addo — Koavadikn meproyn Saguenay-
Lac-Saint-Jean. [Tepiotatikd £xovv avapepOet o€ acbe-
veig OMavowng, AABavikng, Ovyypikng, Povpaviknig,
Iowvikng kot Kwvelikng kataywyns®’. Méypt ofjuepa dev
VILAPYOVY GTOLYELD TTOV VO VTOOEIKVOOVV OTEAT O1E1GOL-
TIKOTNTO 6€ 0.60eveic e coPapéc opndluyeg petaAraerg
tov yovdiov HJV ko HAMP, ®ct660 otnv Bifioypa-
Ol AVOPEPOVTOL TTEPIMTMOGCELG e EKONAMOT TNG VOGOL
TNV TOdIKT NAIKIO*®, evd 68 OPIGUEVEG TEPITTMOGELS
emoNUoiveTor 1 OYIUN ELPAVIOT TOV CUUTTOUATOV GE
péon ki yeyovog mov cuvnyopei oty Omapén yeve-
TIKOV Kot TEPPAAAOVTIKAOV TPOTOTOUTIKADV TAPAYOVIMV.

Av ko1 omdvia voGog, 1 QoY PO UAT®GT) TOTOL 4 arto-
tehel TNV dgdTEPN aution VITEPPEPPLTIVALIIOG TOV OPEi-
Aeton oe KLA. petd v HFE opoypopdtoon®. e o
peta-aviivon 176 acBevav pe petodAa&els Tov yovidiov
SLC40A41, 80 acBeveic epoavifov v “KAIcOIK)” LopoOn
™G VOG0 (TOmog 4A) evd 53 v “un Khaootkn” (Tomog
4B)°!. MetoAld&eig Tov cuvdéovton pe Tov TOmo 4A givon
gvdeiktikd ot A77D, D157G, V162del, N1741, Q182H,
Q248H ka1 G323V, gvd pe tov tomo B ot N144H, Y64N,
C326Y/S, S338R ka1 Y501C. Avdpeca otig LeTaAAAEELS
™ peppomnoptivign V162del®? éyet aviyvevbei o acbe-
velg pe SrapopeTikn eBvopuAETIKN TPoéAevot). Okoyével-
£¢ EAMMVIKNG KaToymyng 1e T petddraén V162del®® aAdid
Ko pe aAreg petarhagelg onmg ot R178G ko G8OSH6
€xovv meprypael oty PifAoypapio.

Ymv EALGdan KA. arnavtdrat ordvio. Qo1060, 010G
@oiveTal 6ToV TVoKa 3, GUYKPLTIKA [LE TOVG AAAOVG EV-
pOTAikovg TANBLGHOVG Ta TtepioTaTkd ™S KA. mov
dev opethovton o petairdéelg tov yovidiov HFE eival
avoroywd avénuéva®®. H idopopeio avth o npénet va
Aappaveral coPapd VoYY and TOLG KAMVIKODS KATA TV
EPUNVEID TOV OTOTELECUATOV TOVL YEVETIKOD gAEYYOL. O
YEVETIKOG EAEYYOG TTOVL TEPIAAUPAVEL TNV AViyVELOT TOV
petairdEewv C282Y tov HFE kor G320V tov HJV Po-
04 oty 0pH1| YeveTikn didyvwon oty TAELOYNEio TOV
TEPUTTOCEMV.

KAwvikn) €1kdva Kat StayvwoTtiki
mPOocéyylon

Ta copmtdpata g KA. tpv v avantoén onpo-
VIIK®OV BLOPOV OTO TOPEYYLUATIKG OpYaVO. ElvaL N €1
SKa Kot amontovv vynid Pabud eypryopong amd Tovg
KAVIKOUG 10Tpodg doTE va vontevfovy v voco (mti-
vakag 2). Ot epiocdtepot acheveic mapoamovovvtat yio
adtKoloAdYN T KOO (45-75%) kot apbparyieg kopi-
O TOV LIKPOV apbpdcemv (43%) katd v Tpdipun -
dpopr g vosov. XapoaKTnploTiko givat 6tL 1 d1dyvoon
kaBvotepel KoTd péco 6po 10 xpovio PeTd TNV ELPAVION
TOV TPOTOV CLUTTONATOV'. Metd TV gupeia diddoo
TOV EPYUCTNPLOKDV EEETAGEMV POVTIVAG, KATA TV dK-
etia Tov ‘90, n KAvikn vroyia tng vooov Pacileton me-
PLOGOTEPO GTNV 0vVEDPEST TAHOAOYIKE OVENUEVOV TIULDOV
QEPPLTIVIIG OPOV 1/KOL GTOVIOTEPLL, KOPEGLLOV TPOVOPEP-
pivng (TS). Zopewva pe Tig KoTevbouvinpieg 0dnyieg g
Apepcovikng Etaipeiog yio v Meiém tov Hrotkov
Noomnudtmv 6lot ot acbeveig pe TaBoroykd avénpéveg
doxipacieg odnpov (pepprrivn >200ug/L otig yuvaikeg
kot >300pg/L otovg Gvopeg) Ba mpémet va diepeuvavTal
v o evdeyopevo KL A. ave&aptitmg tng Tapovsiog ov-
purtopdtove. H idlo ovotaor woydel kot yio Tovg ache-
Veig pe maboloyikég nrotikég dokipacis®.

Ext6g amd v KOTmo Kot Tovg TOVoLS oTig apdpid-
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MNivakag 3. lovoTumol acOEVWVY PE CUUMTTWHATIKY dloXPWHATWOoN ou Sdiayvwotnkav otnv AMK tng 1aTpIKAg

oXOAG Tou EKIA katd tn Sekaetia 1998-2008.

Tumog aipoxpwpdTwong YnevBuvo lovotumog Ap. acOsvwv Nocooto NMocooto
yovidio (%) (%)
Khaooikn alpoxpwpdtwon  HFE C282Y/C282Y 8 28.5 39.2
Twv evnAikwv C282Y/H63D 107
Neavikn apoxpwpdtwon HAMP 93delG/93delG 7 60.8
HJv G320V/G320V 10 35.7
G320V/R326X 1 3.5
1281T/1281T 1 35
C361fsX366/C361fsX366 1 3.5
G99V 2 7
29 100 100

GELg, KAMvIKN vroyia apoypopdtoong tibetar o€ acbe-
veig pe yovdpaopéotmon, petwpévn libido (] dAAa onpeia
VIOYOVASIGHLOD), VIEPYPMONG OEPLLOTOG, KAPILOKNG Ove-
mhpKewWg, ST, nratopeyaiiog ) onpeio mov cuVOE-
OVTOL [LE NTTATIKY VOGO Kol Kippwor).

Yrig meplocodtepes mepmtmoelg ) N.A. epoovilel oye-
TIKG S1oKPLTN KAVIKY €IKdVaL G€ oY€oN e TNV KAOCGOIKN
HFE awpoyxpopdtoon. H vécog gpoaviletarl oe veapn
niia, cuvnBwg og nikia <30 etdv, pe Koplapyo Gup-
TTOLATO VTOYOVAOOTPOPIKOV VIToYovadtoov. IIpocPdiet
gkloov kat o dVo PLA Kot 1) kapdtakn TpocsPoin eival
coPapn kot pumopel va odnynoet oto Bévato akdpo Kot
KoTd Tnv tpitn dekaetio Tg Lonc?’. H kapdoxr Tpocfo-
M amoteAel TV KLpLOTEPT artial Bavdtov oTovg acBeveig
pe N.A. mov dev vroPdrrovtor o€ Bepancio o€ avtibeon
pe toug aobeveic pe KA. tov evniikeov mov tebaivouv
oLVNBG amd NTATIKEG EMTAOKES OTL™G 1) KIpPWOOT) KoL TO
nroTokvTTapkd kapkivopo (H.K.)®.

e mepintmon vroyiog KA. pe vepeepprrivarpio Oo
mpEMEL vaL amokAeloTovy Thavol cuyyvtikol mapdyovteg
oV 0dMyobv og avEnuévn eeppitivn xmpic cLEoOPEL-
on neplocelng o1dNPoL OTMG, 0 CAKOOAGOS, 1) NTOTIKT
vooog (ko Wwaitepa 1 o&eia 1 xpodvia NroTiTON), PAEY-
HOVAOELS KATAGTAGELS, TO OLLOPAYOKVTTOPIKO GUVOPO-
L0, TO GUVOPOLO VILEPPEPPLTIVOLUIOG KATOPPAKTN S Kot 1)
dvopetafoikn vreppepprrvario oe acOevels pe peto-
BoAwd cHvdpopo kot Mrddn dmbnon tov Aratoc®. To
tedevtaio amotelel Kot v cvvnBéctepn attio vIepEEp-
prvouptiog og katd ta GAAC poavopevika vy dtopa. O
TaVTOYPOVOG TPocdoplopdg ™ CRP kat Tov Kopeson
Tpaveeppivng (tov cuviBog Ppicketan >80% o acheveig
pe K.A.) BonBé oty dapopikn didyvacn. Ot acBeveic
pe ovEnpévn eeppirivn kot TS pmopovv va vroBaiiovtan
dpeca og yevetkd Eleyyo yio ) petdAroln C282Y tov

HFFE ev® 6N ydpo Log KPLVETOL GKOTLLOG Kot 0 EAEYYOG
g netadrhaéng G320V tov HJV.

To emdpevo Ppa o1 S10yvVOOTIKN TPOGEYYLoT etvat
1N tekunpioomn g evandecng GLONPOL GTO TAPEYYVLLO-
TG 6pyava. T Tov 6Komd avtd madTepa YPNGLOTOL-
obvtav 1 froyio NMaTOG Kot 1) NUITOGOTIKN a&loAdynon
NG NTATIKNG GLONPMONG LLE LOTOYNUIKESG YPDOELS 1 LLE
TNV HETPNOT TNG CLYKEVIPWOOTG TOV NTOTIKOL GLO1pOv
(LIC). O pdrog g Proyiag Nratog otv K.A. mepropi-
Cetan ovveymg kabng éxovv avamtuybel un mapepparti-
KEG doKaoieg a&loAdynong g NITATIKNG TPOGPOANS.
H MRI enupénetl kot v axpipn a&ohdynon mg eva-
m60ecNG GLONPOVL GTO NTOP KL GTO HVOKAPSLO KaATE T
duapketa g 1d10g eE€taomng (Wwaitepa ypGULN GTOVG
acBeveic pe N.A.) kot 1 NroTikn glactoypapio Bonbd
otV a&loroynon mg ivoong”!. degpprrivny >1000pg/L
avénpévn AST kot apBudg apometariov <200.000/ul
Bewpovvtar deikTeg TPoY®PMUEVNG VOGOL Kot 1 Broyio
NTaTog cuvicTdtol YU owtog Tovg acheveic. Tnuepa
Broyia frartog mepropiletal kupimg o Tpelg Pactkés ev-
deiteic: 1) tov mpocdiopiopd Tov Pabpov g iveoong kot
™G TPOYVMOONG TG NIATIKNG VOGOL, 2) TNV didyvoon
GAA®V TOBNCEMV TOL GLVIEOVTAL LLE CLGCDPELGT GLON-
POV OTTMG 1 UN-AAKOOAKT GTEATONTATITON KOl 1] OAKOO-
AKT VOGOG TOV NTATOG 1 1) 0EL0AGYN G GUVLTTAPYOVCDV
TaBohoYIKOV KaTACTACE®V Kat 3) 1 €EETAON NTATIKOV
6lwv GAA®V DVTOTTOV VEOTAUCUATIKOV KOTAGTAGEMV™.

Ot TepuTdoElg enikTnTNG 1 d€LTEPOTOHOVS GLGCM-
pevorg odnpov Ba tpémet va amokAeiovtat. Avtd enttvy-
yéveTar e AEMTOUEPES 1GTOPIKO AYNG CKELACUATOV 1)
SUUTANPOUATOV GLOPOV KoL TO IGTOPLKO LETAYYIGEMV.
Agvteponabeig artieg cuGoHPELONG GLONPOL TOL APOPOVV
ouvNBmg KANPOVOUIKES avarpies (apoc@atptvorddeies,
o1dNpoPrAuCTIKES avarpies, ovyyeveic ducepvpbpomou-
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TIKEG AVOULIES K.0L) QAAG KoL GTTOVIOTEPA YEVETIKG OliTiol
GLEGMPELONC GON POV (1. HETOAAGEES TOV DMT17 )
Tov GRLX5™) umopodv vo, avayvopicBovv pe v mpo-
oektTikn a&loldynon g yevikng e&étaong aipotog. H
Suryvoon g K.A. mpénet va tibetan pe eapetikn emt-
@O aEn og aoBeveic pe avayio.

H dwyvootikn dadikacio oLoKANp®VETAL pe TV
OVEVPEST] TOV YEVETIKOV QUTIOV THG GLGOMPEVLONG GLON-
pov. Otav o TS givar vymrog (>45%) 1 dryveotikn ot-
adkacio tpocsavatoriletor o K.A. mov opeiheton oe
petorrddéelg tov HFE. e mepintwon apvnTikoy omo-
TEAEGLLOTOG TOV YEVETIKOV gAEYYOL mpEmeL va. eEeTdle-
TaL TO gvOEXOLEVO peETOANGEE®Y TV TfR2, HAMP, HJV
kot SLC40A41 mov cuvdéovtar Le ToV TOTO A TNg vOGO.
‘Otav 1 ddyveon g vosov apopd 6€ GTopo NAKiog pt-
Kkpotepng TV 30 etV Oa Tpénet va dievepyeitat EAEYYOG
v N.A. Otav o TS givor puotoroywdc 1 eAaTtopévog
(<45%) t61e 1 doyveooTikn dodikocio TpocavaTorile-
o TNV mhavn Sidyveon e aoepovAoTAAGVaLpioG”
N ¢ K.A. T0m0v 4B. Z11¢ TEPI0GOTEPES TEPIMTOGELS 0UGE-
POLAOTAQGUIVALUEOG T) GEPOVAOTANGLLIVY eV PmOopEl va
kataderyfel otov 6po TV acbevav, motdco Ba mpémet
VoL TOVIOTEL OTL GE OPICUEVEG TEPUTTMGELG ) GEPOVAOTTALL-
ouivn givar onuavTikd ehottopévn .

Ogpaneia

H Ogpancio g K.A. amockonel apevdg otny nova-
©OpE TOL CLGCMPEVLLEVOL GLONPOL GTO PUCLOAOYIKA ETi-
eSO KOL APETEPOL BTNV AVTYETDTION TV ENTAOKADV TNG
vocov. H T'odhikny Haute Autorité de Santé (HAS) npo-
teivel ™ eowotvmiky katdtaén g K.A. o€ 4 otada’’
mov givar yprioa oty KAwvikn tpdén (Iivakag 4). Ot
aoBeveic mov daytyvdokovral og otadio 0 kot 1 mopa-
KolovBovvral pe emoKEYELS ava Tpletia 1] avd £T0G ovti-
otolyo. Oepaneio pe apopndiels Eekivd amd 1o devTEPO
GTAO10 TNG VOGOV TPOKEWEVOL VoL TPOANPOEL 1 avamTy-
&n otukng PAAPNG egautiog g evamdbeong cdnpov. H

Oepomeio pe aapd&els StakpiveTol 6t GAcn eeodov,
IOV GTOYEVEL OTNV ENXOVAPOPE TOV 0TOONKOV G101pov
o710 embountd eningda, Kot 6T EAGT GLVTHPNONG, TPO-
KEWEVOL VO ATTOTPOTEL 1] EK VEOL GLOCOPELGT GO POV.

¥t edon epddov, ot acbeveig vrofdilovral cuvi-
0wg oe efdopadiaies apoapdéers (tepimov 7 ml/Kgr Ba-
POV CAONATOG) YPic 0 dykog va Eemepva To 550 ml avd
agaipaén. H cuyvomto te@v apaipdEemy Kot o 0yKog Tov
aipatog mov aeopeitorl pmopel va mpocaproleTot oTig
TIWEG TNG QEPPLTIVIG Ko TNV avoyn Tov acBevoig. Xto-
%06 TG Oepomeiag eivol 1 EXAVOQOPH TOV EXTESDV TG
eepprrivng o€ emimeda <50 pg/L kot oy amAdg M emitevén
QVo10A0YIKOV TimV. H mapaxorovdnen g Oepaneiog
Booiletor oty pétpnon g eepprtivng ce punviaio Pa-
o1 0G0 01 TYEG TNG TOPAUEVOVY VYNAOTEPESG TOV PVGLO-
AOYIKGOV Kol TN cVvEXELD HeTd amd 1-2 apopdaec’. H
TOGOTITO, TOL OHLLOTOG TTOL OPOIPEITOL KOTOYPAPETOL TPO-
KEWEVOL VO UTTOPETL VO VTTOAOYIGTEL TO GUVOAMKS (POPTIO
odnpov. H avamtuén avaytiog og acBeveic pe vreppep-
prrvoplio HETé oo Alyeg apoapndéelg eivat Evdelén ot
attio TG dgv NTav N Guecm®pevon o1dNPov. Ot apad-
Eelg avaPdrrovtar dTov ot THEG TNG AUoGPoPivng ival
yapmAotepeg and 11g/dL 1 mpocappdloviot o€ pkpodTe-
po OyKo aipatog kabe devtepn fdopada. Lrovg acheveic
GUVIGTOTOL KOAT EVOIATMON TPV KoL UETA TIC OO~
&elg, katd mpoTipnon pe aBANTIKAE ovayuKTIKG EVOOGTO-
oG OV TEPIEXOVV GAMTAL,

3TN Ao GLVTAPNONG 1| GLYVOTNTO TOV OPOUAEE-
@V eEATOUIKEVETUL DOTE 1 PEPPLTIVN Va SLoTnpeitol oTa
emBopnta enineda (<50 pg/L). Zvvnbog amatteiton pio
aeoipaén kabe 1-4 punqveg. e o pedérn, n emiPioon
TV 0ofevav Tov Exovv voPAndel o avemapkn Oepa-
neio amoodnpwong Exel Ppedel pukpotepn oe oyéon pe
aVTOVG OV akoA0VONGOV emapkn Bepamein’.

Ot TpaKTIKEG MG TPOG TNV a&l0ToiNeN TOL ALLOITOC
TV 000evdV Ao TIG apL0d0cieg moKilovy Kot dev gival
EVOPLOVIGHEVEG OVAIEST, GTA SIAPOPA KEVTPA OLILOSO-
olag kot e0vikd cuotiuata’®. Agv Vdp oV KAMVIKEG EV-

Mivakag 4. Ztadlomoinon tn¢ K.A. cOp@wva pe tn FaAAiki YPnAn Apxn Yyeiag (Haute Autorité de Santé - HAS).

Ttadio NMepiypagn

0 Opéluyol C282Y pe TS<45%, GUOLIONOYIKEG TIUEG PEPPITIVNG XWPIG KAVIKY) CUUTTTWATONOYia

1 Opéluyol C282Y pe TS>45%, GUOLIONOYIKEG TILEG PEPPITIVNG XWPIE KAVIKN) CUUTTWATOAOYia

2 Oupodluyol C282Y pe auénuévn eeppttivn (>300 pg/L otoug dvdpeg kal >200 pg/L oTIG YUVaIKEC) Kal
KOPEOUO TPAVPEPPIVNG XWPIG KAIVIKA CUUTTTWUATA.

3 Opoluyot C282Y pe avénuévn QepPLTivn, KOPECUO TPAVOPEPPIVNG KAl KAIVIKA CUUTTTWHATA TTOU
enmnpegalouv tnv motdtnTa (wric (aduvapia, avikavotnta, apBpomndbela K.a.)

4 Opoéluyot C282Y pe avénuévn QeppITivn, KOPESUO TPAVOPEPPIVNG Kal KAIVIKA cupmtwuata BAABNG

opyavwv mou mpodlabétouv og mpwipn Bvntotnta (Kippwaon, SiapAtng, puokapdiomdabela K.a.)
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deikelc 011 10 aipo TV aobevav pe KLA. mov dgv éxovv
avortouéel EMMTAOKEG glval ETIKIVOUVO Y10 TOVG HETOYYL-
{Opevoug evd KAmolo EpMTNUATIKE TPOKVTTOVY and in
Vitro LEAETEC OYETIKA LE TNV whovy Tpodidbeon ava-
TTVENG GLONPOPIMK®Y PakTnpimv 670 aije, acOevadvy pe
vynAég ouykevipmoelg o1dnpovd™. Mia devtepn mpo-
BoAAdpevn évotaom givat o un €0AOVTIKOC YOPOKTNPOG
¢ apodooioct.

XnAkol mapdyovteg ypNCILOTOIOVVTOL OTTAVIO GTIV
Oepameio e K. A. kupiog yroti £xovv vynAd k6GTOC Ko
Kivouvo avemfounTev evepyelmv evd 1) Bepaneia e opat-
péaéeig yiverot katd kovovo kadd avektn). [ap’ 6L’ avtd
glvon e&anpetikd ypoylot o acbeveic pe TpoPANLOTIKY
AYYELWOKT TPOOTELAGT 1) GLVUTTAPYOVOES KATUOTAGELS
oV 0dNYoVV Gg EAdTTOON NG apocparpivng. H embe-
TIKN YOPNYNON YNMKOV Tapayovimv ivar emPBefinuévn
o€ acbeveig pe N.A. 1oL VOGNAELOVTOL e CUUTTOUATO.
ocoPapnc kapdraxng avendpreloct . O and tov oTopa-
TOG OPNYOVLEVOS YNAKOC Ttapdyovtog deferasirox et
dokactel og KAMviKEG peAéteg hoems 2 o€ achevei e
K.A. pe xoAdé amotehéoparta. Me Bdon ta arotelécpio-
To KMVIKNG pedémg, 1 6oon tov 10 mg/kg/muepnoing
Qoivetal va givor 1 KataAANAOTEPT YU QVTH TNV KATNYO-
pio. acOevav, evd PeyaldTePo Kivouvo avamtuéng tTmv
avemBOUNTOV EVEPYEIDY TOL GLVIEOVTOL LE TO PAPLaL-
KO ELLQAVICOV Ol 0lGOEVEIG |LE GYETIKA YOUNAEG apPyLKES
TWEG pepPLTivng 1| eKkeivol Tov mapovsialav tayeio pei-
wor Tov Tuov eepprrivic®. To deferasirox dev éyetl M-
Bet emionun €ykpion yia yoprynon oe acBeveic pe KLA.

Ot acBeveic pe N.A. apoypoUdTOoT amattody G-
VIO®G TEPIGGOTEPOVG S0 YVOGTIKODS Kol BEpUmELTIKOVG
YEPIGLOVE KLPimS e&outiog TOL VTOKEILEVOV KOTH, TN S16-
YV@OOT| VITTOYOVASOTPOPIKOD VTTOYOVUSIGHOD KoL TG 0VEN-
pévng mbovortnrog kapdiakng tposBoinc?’. H a&oldynon
TNG OOTIKNG TUKVOTNTOG KOl THG AELTOVPYIOG TNG VITOPL-
ONG KE TNV HETPNOT TOV YOVASOTPOTIVAV TNG TEGTOOTE-
POVIG KOl TNG OLOTPASIOANG, 1 OKOUA KO LE OOKILOGTOL
diéyepong e GnRH, mpénel vo mpaypotorotovval Ko-
76 ™ d1dyvmon cav peTtprioelg avapopds. H texunpioon
EYKOTEGTNLEVOD VTTOYOVAOIGHOD akoAovOEiTat amd TV yo-
pnynon Bepameiog opHOVIKNG VTOKATAGTUONG, 1) CUVEXLOT|
g onoiag Oo wpémetl va a&loAoyeital TePLOSIKA PETE TV
oloxkApwon g Bepaneiog epddov. ZOUE®VO. pE Topo-
TNPNGELS TOV GLYYPAPEN OAAG Kol ovapopés TG PiPfito-
Ypoeiac, n amoc1dnpwon 0dnyel og amokatdoToon TG
AEITOVPYIOG TNG VIOPVGNG OTIC TEPLGCOTEPEG TEPITTMOELS
UETE TV TAP0odo GALOTE GALOL YPOVIKOD SOGTNHATOG.
H a&oAdynon g kapdiakng Aettovpyiog Kotd tn did-

yvoon npénet vo yivetor pe HKT kon vepnyoypopikni
UEAETN Ko OTTOL KpiveTal amapoitnTo pe kapdiokn MRI.

Ot acBeveic pe Kippwon kot Tpoyopnuévn ivoon
€yovv oA owénpévo kivouvo va avarto&ovv H.K. evd
ot acbeveig pe apoypopdtwon govv 100 TAdoio kivov-
Vo o€ o)Eor e Tov Yeviko mAnfvouo®’. To H.K. anotehei
Baoko aitio Oavdtov’ otovg acbeveic ue orpoypopdto-
o1 Y10, TO AOYO0 00TO GLVIGTATOL KOTO, TNV Tapakolovinon
TOVG vo. LTofarAovTol og petpnoelg g AFP kot vepn-
xoypopkd Eleyyo kabe 6 punvect’. H £yxoupn dibyvaoon
aLEAVEL TV TOOVOTITA VOL OVTILETOTLGTOVV LLE XEPOLP-
vk enépPoon. Ot avaeopég yio v avamtuén H.K. og
aocBeveic yopig ivmon 1 kippwon eivot TEPLOPIGUEVES E
OTTOTELECILO VO, [NV GUOTNVETAL GUGTNILOTIKY TOPOKO-
A00ONoN o€ avth TNV opdda TV achevdv®.

Agv vrdpyovv evdei&elg 0Tt e1d1kég dlanteg ToyE oe
oidnpo Ponbovv v Bepamneia tov acbevov. Qotdc0 GV-
GTNVETAL 1) ATTOPLYT COUTANPOUATOV TOV TEPLEYOVV Gi-
PO KoL EUTAOVTICUEV®V OE GidNPOo dnuNTpLoxdv’sY. Xe
pio LeAETN M KoTtovaAwmon toaytol Exetl Bpedel va peim-
vel g amobnkeg 61dnpovt™ ympic o evpnuo avtd vo
&xel emPePormbel oe dAhec. ZuoTAVETOL AKOLO 1] OTTO-
QLY KATAVAAWDONG OUOV 06TPpaKoed®V (e€attiog g
OVOQOPEG TEPIMTMOGEMY TOL ELPAVIGAV oNYolio ard
Vibrio vulnificus) kot 0 mepopIopoc TG KAToVIAMONG
copmAnpoudtev Prrapivng C og Myotepo and 500 mg/
nuepnoing®’. H xataviiwon aikodr o npénet va mept-
opiletot kot va amotpénetal o aceveic |e eyKoTESTN-
pévn nratikn PAGP.

H enPioon tav acbevdv mov vdkewvtol og Oepameio
Kot 0ev Egouv avomtvéel Kippmon 1 cakyap®dn dwofn-
T €lval QLUGLOAOYIKT VD 01 KUPLEG attieg BavdaTov gival
ot emmAokég g kippwong kot to H.K. Ot acBeveic mov
€YouV avamTOEEL TIC EMMAOKEG QVTEG £XOVV YAUNAOTEPO
npoodokipo emPimonc”. H Beponeio anooidnpwong Pel-
TIOVEL TO CUUTTOUATA AOVVOAIOG, TOV COKYUPDON dta-
BTN, TV Kopdlakn Asttovpyio, Kol TOV VTOYOVASIGHO
OALG dev QaiveTal vo BEATIOVEL TOL CUUTTOUATA 0T TIG
apBpmoec”.

H gppabovon tov yvOGEDY oG OYETIKG LLE TNV LOPLOL-
K1 TaBoPLGIOAOYI0 TNG VOGOV OVOTYEL TTPOOTTIKES Y10 TNV
AVATTUEN VEQV QAPUOKEVTIKOV TOPUYOVTOV TTOV GTOYED-
oVV oV pLOGTIKO GEOoVa eYdivc-pepportopTivig. Qotd-
60, LWUNTIKA NG eW1divng popa, 6mwg ot minihepcidins,
N TAPAYOVTEG TOV ETAYOLV T1 GVVOEST EYLdivg, OTTMG )
xpnon siRNA évavtt tov TMPRSS6, Bpickovtot axdpn
o€ apyIKd otddio perétnc®.
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Hereditary hemochromatosis

by George Papanikolaou

School of Health Science and Education, Department of Nutrition and Dietetics, Harokopio University

ABSTRACT: Hereditary Hemochromotasis (H.H.) is a genetically heterogeneous disease characterized
by increased iron absorption and tissue iron deposition due to mutations in genes participating in the
regulation of hepcidin secretion or its receptor, ferroportin. Over the last 15 years the genetic basis of
H.H. has been elucidated, allowing for an accurate genetic diagnosis for the majority of the cases. The
majority of H.H. patients of northern European origin are homozygous for the C282Y mutation of the
HFFE gene. H.H. is a rare disease in Greece and many cases are attributed to mutations of the HJV gene
associated with the severe Juvenile Hemochromatosis (J.H.) phenotype. The treatment of H.H. patients
is based on phlebotomy, for removal of iron excess. This communication reviews the pathophysiology
and genetics of H.H. along with the principles of the diagnostic evaluation and therapy.
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