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v AN NANEDIS r
{APDUDTIFIN ANERIT THRIN
ARPURULICIU HRANCHIL A.u’éad

EYXAPIZTIEXZ .:“ .,, AIOOHK M

Oa 7Beha va. evyaploTom Tov EMPBAETMV Koyt Hov, k. Aedoven, apyika
ya TV avéBecn TG Tapodcag HEAETNG IOV HOV EUMIGTEDTIKE KO Y10 TNV AUEPICTN
BonBeia ka1 vrocTPIEN Katd Ta 500 £M 1OV oot ONKav Y1 TV SEKTEPainG TG,
Tov evyaploT®, 101AITEPA, TOV HOV ESMGE TNV ELKAIPIO. VO TPAYUATAOCH TO
HEYAAOTEPO  MEPOG TG YEVETIKNG avéALOTG  OTO  EPYOCSTNPIO  YEVETIKNG,
YOGTPEVTEPOLOYIKAG KMVIKTIG, TOV VOGOKOUEIOV Charite oto Bepohivo. H cuvepyasia
10V K. Agdovon pe Tov LIEHBUVO 10TPO TG yactpevtepohoykng Kivikng, Hartmut
Schmidt, amodeiymxe cnovdaio, kabnOG 0 15106 pag TAPOTPUVE GE VEEG KATEVBOVGELS,
evld oTaBNKE PasIKOG apWYOG GTNY TPAYUATONOMNGT TG TOPOVOOG UEAETNG, ME TNV
TOPUXOPNCT TOV EPYACTNPIOV TOL OTIG dwkéc pag avaivoeg. Evyopar otov K.
Aedolon va emAEYEL TAVTA TOVG KOADTEPOLG cuvepydteg, v ExEl TG KAADTEPT
eEEMEN oV aKASMUAIKT TOL KaPEPD, Kal va. nopapeivel o kabnyntig, ddokarog,
OV TAVTA GLUTOPICTATOL GTOVG POUTNTEG TOV.

Oa N0k, emiong, va EVXAPICTIHOW TOV K. Mawvié ya T peydin Pondea tov
CTNV TPAYHATMOT| TNG HEAETNG OTNV neproy) s Kpfieng. Xapn otov k. Mavio éywvav
Ol GOOTEC GUVEPYOGIEG PE TIG TOTKEG apyEG Yy TNV EYKPIoT Kot TV amodoyn TGS
HEAETC omd TOV TOMKO TANOLGUO TPOG Siepevvnon, kabOG Kat pHE TIG ATPIKES
VINPEGIES, YO TG OMAPAITNTEG oodnyieg. Tov €vxopioTd, EmUTALOV, Yoo TV
emiBAeym TOV S10TPOPIKDOV 1GTOPIKOV KL TNV avélvot toug. Evyopat otov k. Mavio
VO KQTOKTAGEL TIC KOPLOEG TNG OKASNUAIKNG TOV TOPEING, HE YVOUOVA TAVTO TV
TPOAYMYH TG YVAOT|G TOV POITNTOV TOL.

Evyapiotd, diaitepa oV K. ZapméAa, Yo my gvepyn tov vrootpin oy
Tp60do Kol €EEMEN OV, Y10 TV EUTIGTOCUVI] OV POV £de1e WG POUMTPLA. KO O
HETOMTLYIOKT  @ownTpl, Kabdg Kou Yy TNV Gp1oT MAVIQ CUVEPYACia HaG.
Evyopiotd tov K. Zapméla 7OV HE TOPOTPUVEL TAVTA Y10 TO. KOADTEPQL Kal TO
VYMAOTEPAL Kat TOV g0yopar Oyt povo v vymAoTEPT BéCT OTNV OKASMUAIKY TOV
KapEpa, aAAd Kai 6TV Kapod Kot 6T0 HLOAD TOV QOTNTAV TOV.

Téhoc, adha Oy terevtada, o BeAa va EVYOPIGTHOW TN CLVASEAPO, PIAN Kat
adepen Mapia Pappatd, mov xopic BonBed g dev Ba fitav duvarh N Eykapn
GLYYPAPY] Kal ToPOVGIacT) TG HEAETG, KOO AOY® aTVYAROTOG HOV AEITOLPYOVSA
pe éva povo xépt. Tnv evyapiot®d omd v KapS1d LoV Yl OAN T1) GUUTOPAGTAOCT] KAl
™G eVYOUAL KEOE EMQLYYEALATIKT KO TPOCHOTIKY] EVTUXIAL.

Evyapiotd TOUG YOVEIG HOV, OV otékovtat dtmha pov, o€ Kabe pov Pripa, oe
x@Oe pov avaoa. Na tovg Exel 0 O€og KOAQ. ..



MEPIAHYH

H vococ tov Wilson eivor o yeverikn Swatopayf tov HETaBOMGHOD TOV
YOAKOD, OV KAT|POVOUEITOL pE TPOTO AVTOCOUIKO VIOAEUTOUEVO. Ipoxaieital anod
petodMaéerc oto ATP7B yovidio, mov evromiletat 6t0 ypopocoua 13. Méypt Topa
TepP1666TEPEG amd 250 petardéels xovv avagepbel oTo yovidio avto. H cuyvomta
ePQAVIoNG TNG VOoOoL Ttaykooping eivar 1:30000.

H ehattopév améKKpion Tov YoAKOD oTn XOAM ot VOGO TOU Wilson,
cuvendyetar Pabuiaio. GuCCHPEVOY TOL GTO Mmop, ©Te Pacikd yayyAMa Tov
EYKEPOAOL Ko oTOV  Kepatoewn yrdva Ttov 0@BaAipod. Kiwvika umopel  va
ELQaVIlETal OC |10 NIOTIKY VOGOG, OG K10 TPOOSEVTIKT) VELPOAOYIKT] SraTapay 1 ©G
wa yoxatpiky acléveln. Amoutel S Biov @appokevTIKY aywyn yia ™V emPioon
70V acBevi]. ZuviBwG, GLCTIHVETAL S1ATPOPN YOUNANG TEPIEKTIKOTNTAG GE XAAKO.

O vymAdg ap1Budg e voosov tov Wilson oo vnoi mg Kpimg pag odnynoe
ot S1epelvnon Tov EOPOVG TOV HETAAAEEEDV GE OPEWA XOPIA KOVTQ TNV TOAN TOV
Hpoxieiov. Méypt koi TIG HEPEG MOG KATOYPAQOVTOL apketoi Bavarol, TOGO
NMKIOPEVOVY OG0 KOl VEOPOV OTOU®V 0RO avTh TV acOéveln otV TEPIPEPELD TNG
Kpiime. H elmig evnpépmon Tov EVIOmov mAn6uopol Kabdg kol 1 opoaipaT
o0evén cvyyevav TpdTov Pabuov, mbavotata GLVTEAEGAV GTO TAPATAVE® YEYOVOG.
IopdAAnio pe T YEVETIKH avaivon, onuovtikh kpibnke n cvpPovAevtikn oe HEpata
Sratpognc, Kabmg Kar 1 S10TpoPtK aE10A0YNoN TOV ACHEVOV Kot QOPEDY TG VOGOV,

Omm¢ ka1 opddag EAEYXOV.



AXOENEIA WILSON

T'ENETIKH ANAAYZXH, XYMBOYAEYTIKH ATATPO®H KAI

AZIOAOTI'HZH ENOX OPEINOY IAHOYXMOY THX NHXOY KPHTHX

EZATQI'H

H acbévela tov Wilson avagépetatl yio tpdTn @opd 10 1912 and tov wtpd
Kinnear Wilson, o omoio¢ otn &1daktopikn Tov SwrpiPny nepiEypage TECCEPIS
acBeveic pe Svoopbpia kar Tpopo. O acbeveig avtoi, oe perabavartio KAk
efétaon mopovsiacay KOOTNTEG TOV QUKOEWBOV mupnvev Kail Kippoon. Xia
emOUEVA YpOVIa GAAOL EPELVIITEG avayvopioay TV mdfnon ewcdyoviag Tov 6po
«TPOOBEVTIKT) MTATOPOKOEWNG EKPUAIOT), IO OIKOYEV) VELPOAOYIKT Bavaocium
TGONoN OV GLVOSEVETAL OmO YPOVID. MAATIKY VOGO Kal mov TEMKA odmyel oe
xippwon'. H cuoyétion g Swatapayig HE TV evanoBeon xaAkol oTov KepoToedh
yithva mpaypatomomnke apyotepa and tovg Kayser xau Fleischer. Méca otig
EMOPEVEC SeKQETIES E5pAIDBNKE O POLOG TOV XOAKOD TNV TaBoyEVEw TG VOGOV TOV
Wilson (WD; MIM# 277900) kot toutdypova kabopicmke Ot n oobével
KA POVOpEITaL PE TPOTO CVTOCMOUIKO VIOAETOpEVO ™

To 1993 ot Tanzi et al xou Bull et al evtomoav oto ypopdcopa 13 (13q14.3)
10 maBoroywd yovidio ATP7B (ATP7B; MIM# 606882; GenBank L25591) mov
evBOVETAL Y100 T VOGO KOl UEPIKEG POPEG AVOPEPETAL OG yovidio “WND”*®. To
yovidio éyetl 21 eEovio kar kmdkomotei pa 60 kDa petariopetagpépovoa P-tomov

ATP4on mov Kupimg ek@paletor ot MratokvTropa Kol pecorafel ot



Sapepppaviky HETAPOPA TOV yocov’. H £k@pacn TG TpOTEIVIG TPy HOTOTOEITAL
EMioNG GTOVC VEQPOUG KOl GE MIKPOTEPO Pabud 6Tov eYKEQOAD. ATOVGin. 1| LEIWUEVT
Aewovpyie ¢ mpwteivng tov ATP7B odnyel ot avemapkn NAATOKVTTOPIKT
OmEKKPIOT] TOL XOAKOD ot YOM]. AVTO £XEL WG AMOTEAEGUA TN GUGGMPEVCT YAAKOD
6TO Mmap Kol oToV TPopoTIcpd Tov. Tedikd o yahkog omelevBepdverar oTnv
KUKAOQOpia TOV aipatog Kar evamotifetar oe GAko Opyava, KUping cTov EYKEQAAO,
GTOVG VEQPOVG KOl GTOV KEPATOEWTN yrrdva. Mia eMTALOV GUVEREI TNG HEWOUEVNG
Aerrovpyiag g mpoteivng ATP7B amotedei 1) aVENAPKAG EVOOUATOON TOV XOAKOD
ot oepoviomhacpivy (tny KVpia decpebovsa TPOTEVH Tov YaAkoD oto mhacua). H
amovcia TOV YEAKOD GTNV MTATIKY TApPAy®YN Kal EKKPLoT NG cepovAoTAaCUIVIIG
odnyei ot Snuovpyia ¢ omocepovromiacuivng. T'a o Aoyo owtd GTOVG
neprocdTeEpoVg aobeveic pe voco tov Wilson mopatnpodviar pewwpéva emined
GEPOVAOTAOGUIVIIG GTO odpod®.

H cuyvomro epeavions mg vocov maykoouing etvor 1:30000, eved GYETIKN
GLYVOTNTA TOV ACVUTTOUATIKOV QOPEMV TOV EVOG YOVISIOV TG VOGOL 1:.90°. Khviké
UTOPEl Vo EpQOVILETAL @G MO MTOTIKH VOGOG, MG Hia TPOOSEVTIKN VELPOAOYIKT
datapoy 1 og pia yoytpiy acbévewn. H nratikn dvcAerrovpyia givar Ayotepo
enpavig i cuyvé arovea. H kAvikh exdniwon g vocov mg nratikny dvcAerrovpyia
eivon O GLYVY OTO. OIS KoL GTOVG VEAPOUG EVIAIKEG MAPG GTOVG LEYOAVTEPOVG
evihikeg. Qotdc0 Sev mapaTnpovVIAL GUYKEKPIUEVA CLUTTOMOTA ava MAKio.
Fevikotepa, 1 vOoog exdnhdvetar petald tov 5 kar 35 €1dv T0v avBpodmov’. O
VEOPOTEPOC AGHEVNG IOV EXEL avaPePDEL pe kippoon eéoutiag mg vocov tov Wilson

10,11 .
. IIp6oopara,

fitav 3 ypovdv kar o peyalltepog Mrav 62 kotd m Suyvoon
Syvhomay dvo adépeua oty Oydon dexaetio Tovg kar M Sdyvwon Tovg

emPePardOnKe and poplaxég perétes, Seixyvovrag PeToAMASE OV ATP7B’,



H vo60¢ ftav Bavamneopa uéxpt o cidva Tpv mov avartdydnkay tpomot
avripetdmong me. Ipokerwar ya pio and Tig TPMOTEG TABNGEL TOV NRATOG Yo TIG
OMOIEC | PAPUAKEVTIKY ay@yn rav omotedecpatkn. H mpam Bepamevtkn ayoyn
gwofydn om Bpetavia kot apopovoe Eva SEGUEVTIKO HEGO TOVL YaAKOV. Q6TOGO 1
enavactoon ot Bepaneia ™G dwrtapayis Eyve To 1956 and to John Walsh pe éva
omd TOL GTOUOTOG YOPNYOVUEVO OECUEVTIKO CKEDOGHA TNG D-nevikihapivng'?.
‘Extote &éxovv Bpedet kot GAAOL TPOTOL OVTILETOMIONG TNG VOGOV, OTmG N xopnynon
MOV WELSaPYDPOL IOV epmOdIlEL TNV EVTEPIKT 0mOpPOPNOT TOV YAAKOD Kot 1
LETOUOGYEVOT] TMATOG 1) OMOi GUVICTA TNV OMOTEAEGHATIKOTEP BepamevTiKn

npocéyyon’.

KAINIKEEX EKAHAQXELX THE NOXOY

To £0pOG TNG NAATIKAG VOGOU OV GLVOVTATAL GTOVG acOeveig pe T vOco TOV
Wilson cuvoyiletar otov ITivaka 1. O TOmOG ™G NIATIKAG VOGO Eivat EVUETAPANTOG
KOl KUPOAVETOL OTO AGUUATOUATIKOG HOVO pE BLoyMUIKES avOUAMEG £0G Kat OMKT
nratue avemdpkewn. To maudid uropet va eivon OAOKATPOTIKA OGUUTTOUOTIKG UE
nratopeyario | HE OVOUOAEG GUYKEVIPDGELS QUIVOTPAVGPEPACMY 0POV, TOL
evrorniovtar tvyaia. Opiopévorl acBeveig Tapovctdlovy pia cOVTOUN KAVIKY VOGO
mov powdlel pe ofgia 10yevn Muotitida, evd o€ GAAOVG EKONADVETAL MG KAVIKT [N
SIKPVOEVT) QIO TNV AVTOAVOOT nrortitida. Kanoor acbeveig eppaviCovv povo
Bloynuikéc avoparieg 1 10TOMOYIKG EvpHuOTA otedtwong o€ Poyieg Nratog, evd
apKeTOl ekdNADVOLY onpEia xPOVIag nratmg vocov pe evoeifels kippwong. Mepukot

acBeveic mapovsialovy, eniong, Tapodikd eneicodio ikTepov, g&arriog Tng cpdAvomng.



Mivakag 1. KMvikég exdnhdoeig Tng Nratikig, veEvporoyKig Kai YUYLETPIKTG VOGOV
Tov acBevav pe vésov Tov Wilson

Hratikég AGUUTTOMOTIKN T|TOTOPEYOAICL
Mepovmpévn orhnvopeyohio
Avén gui:va eminedo apvotpavopepac®dv (AST,ALT)
Amdong Nrap
Oteia nratitida
ITapdpotov THmov aUTOGVOGCT] NAATITION
Kippoon ) i
OLOKINPOTIKT TTATIKT] AVETAPKELQ
NevporoyIKEG Awatapayég kiviiong (tpépovho, ABEANTEG KIVIGELS)
Avcopbpia
T I ——
£030BOLBOEONC TOPUAVOT)
Hpxpavieg/ TTovokepohovg
Avmvia
PuyaTpikeg Katadiwym
Nevphoeg
Alhoyég TPOSOMKOTNTOC
Poyowon
ALLa GUCTIHATA Ne@pIkég avmpPorieg
TKEAETIKEG OVOLOAIEG
Kapdiopvonddeia, Sucappudpieg
TlaykpeatiTida
Ynonopadvpeoeidio o
Epuunvoppoikég avauoMeg

Ot veLPOLOYIKEG EKSNADGELS GTI) VOGO TOV Wilson tumikd mapovctdlovral
oV tpitn dekaetia ™G {omg, petd mv EvapEn NG NIATIKNAG VOGOV, AV KoL HTOPOLV
Ve EpQOVIGTODY Kat oTny awdn mAia. Ot avopolieg TOL VEVLPOAOYIKOD
GUGTNHOTOC UMOPEL VO 0QOPOLY OTA TpOTA 6TAd1 EKONAWOTG TOVG, TOGO TO
counafnTikd 660 Kai TO napocuunadnTikd cvomua. Ot modwrpikot acBeveig
epgaviCouv aAlayeg ot GUUTEPIPOPE, YEPOTEPELON OTIG oYoMKEG EpYOCiEG 1
QVIKQVOTNTA VO TPOYHATOGOVY EPYUGIES OV OTOUTOVV TOV GUVTIOVIGHO YEPLOV-
potiod. AMko. ocuvnen gvpnpata e awToOC oL gp@avifovy cupmTOHATA NG
VELPOAOYIKTG VOGOV Elval TO TpEUOVAO, T EAAEWYN GUVIOVIGHOU KWNGE®V, T
dvcapbpia, n dvotovia Ko M onacTkoTTe. Mali pe Tig oAlayég 6T GLUREPLPOPA,
GAAEC YuIATPIKEG EKONADCELS nepapfavovy Ty KatdbAym, Gyyog oKOuo Kot
yoyoon’. Inueibveran Ot petadd GUUTTOUATIKOV acOEVOV Yia T VOGO TOL Wilson,
ol yvvaikeg mapovotalovy mo TPOPAVT] VEVPOYLYLOTPIKA CLUMTOUATA A0 TOVG
Gvtpec aocbeveic. MEPOG TV VELPOROYIKOV TPOPANUATOV TOV TpoavapEpENKay Eival

aVOSTPEYILO péca. GE pia Tepiodo S0 ETOV Bepanciog déopevong arkol. Qot660



KGO0t aGHEVEIS eivan OOV VoL ELPAVICOVY CLUATMNOTA TOSKOTNTAG and To YOAKO
TPWV AT TNV EPPAVICT] TV VEVPOLOYIKOV TpoPAn pérov'®.

Ot acBeveic pe ™ voco tov Wilson pmopei va mapovcialovv ONHAVTIKEG
eEoMMOTIKEG EKONADOELG, EKTOG Ol TG VEVPOMOYIKEG KO TIG YUYLTPIKEG. Mmopei va
eNQOVILOLV VEQPIKES aVOUAMEG OLOG TPOTEIVOLPIL KAl vs(ppo)aeimo-n15 , OKEAETIKEG
avOpaMEG OM®G TPOWPY OGTEOMOPMOT Kat apBpinda'®. Emumhéov, pmopei va
gpQavicovv Kap&opuondestan, mwpeaﬁnﬁam, vnonapa&upeoa&cuéw,
OVIKVOTITA YOVILOTOiNonG Kat ETovoAapBavOREVES amoBoric™.

Ta Soxrodidia. Kayser-Fleischer avtmpoconebovv andbeon yoAxod o
uepPpévn Decemet Tov KepOTOEWN yrTOVA. Ortav sivar g
opartoi pe ancvbeiag e&Etaom 1OV HOTION, eppavifoviar
GaV P YPUCO-KAPETIE SECUT GTNY GKPOVT TEPLOYT TOV

KepoToedone. Amawmeital, ©CTOCO, ESETACN ME €101KT

Kayr-Fleischer Ring

Mo, omd EPREPO WTPO Y10 TNV aVOyVMOPICT) TOVG GTOVG

TEPIOCOTEPOVG acOeveic®. Ta doyrvAide avtd, PePaa, dev eivan e1dkd yua ™ vOGO
tov Wilson, 0dAd pmopei va eviomotodv oe acBeveic ue YPOVIEG YOMOGTATIKEG VOGOUG
KaObhC Kol 6& OB PE VEOYVIKY xo)»éomcnﬂ. O acBeveic pe voco tov Wilson
gupaviCovv ta dayTuAidia Kayser-Fleischer o€ 1060016 50% émg 62% Kat Kupimg
OUTOL OV TMAGYOLV OO TMATIKN voco katd ™ oty mg Swryvwong. Toco ta
dayrviidio Kayser-Fleischer 660 xa1 0 katappaxtmg ctadakd eiagaviCovrar pe myv
KOTEAAAT QUPUAKEVTIKY ay®yn M HE aKOAovOn UETAUOCYEVOT NATOG, AV Kal O

pLBNOC eEapaviong dev GuoyeTiLETaL ME pei®on TOV KMVIKOV CUUTTOUATOV .



AIATNQEITIKEX MEOOAOI

Méca ota xpovia, 1| TPOOS0G GTIG S1AYVWCTIKEG nedddovg karéotmoe Guvatd
TOV GUGTNHOTIKO £AEYXO TOV QOpéwv T acbevov g VOGOV, TPV aKOun avtoi
EUQAVIGOVYV TA VELPOAOYIKG GUUTTOUATO. ([Tivaxag 2). Ot dwayveotikoi péehodor
TEPAQUBAVOLY TNV OVAYVOPIOT] TOV Soyrumdiov Kayser-Fleischer, ta pewwpéva
enineda GeEpOVAOTAAGHIVIG OV KLKAOQOpio TOV afparog kar T SvvardTnTa
VIOAOYIGHOD TNG MAATIKNG GUYKEVIPOONG TOL yaAko0, amd Proyio Seiyparog

dradeppkon ﬁnarog”.

Mivakag 2. Alayv@OOTIKG TECT

MapapeTpog dvo10)0yIKY TINN No6ooc tov Wilson
TepovLOTAAGHIVT) 0POV > 200 mg/l <200 mg/l

Xadxog 0vpav mpo-Tevikiidapivig | < 1.25 micromol/24 h > 3 micromol/24 h

Xokoc 00pov petd-revikiihopivig | <25 micromol/24 h > 25 micromol/24 h
Hromkog xohkog < 250 microg/g Enpov Bapovg | > 250 microg/g Enpov Bdapovg
Elev0epog yodkdg 0povd < 1.6 microM > 7 microM

Aaxtvridia Kayser-Fleischer Aznovta Tapovra

ITo mpdcpata, O HOPUIKEG S1yvOCTIKEG HEAETEG KATEGTNCAV TO EPIKTO TOV
KOBOPIGHO TOL ATAOTUTIOV T TOV noAvpop@eicpdv Tov DNA ybp® and 10 yovido
ATP7B, dote vo. gvromilovtol O gbkola ot ovyyeveic mpdTOL-Pabpod TOV
veodlayvmeBévtwv acbevav. Xe op1opéVoug achevel pmopovv va KkafoploTovy ot
edcéc o T vOco pETOAMALEG Kal oTa 890 aAMjMa Tov ypwpocodpatog 13. Ot
acbeveic pe kippoon, VEVPOAOYIKEG EKOMADGCEIS KOl dayturidia. Kayser-Fleischer

UTOPOVV VO, S10yVOCTOVV cokoha ©¢ acBeveig g vocov, enewdn Tapovctalovy T

YOUPAKTNPICTIKG TG APYIKNG KAMVIKTG neplvpa(PT']Qz-




OEPATIEYTIKH ANTIMETQIIIEH

H Bepamevtikiy TpocEyylon G VOGO e5opTaTal and S1aPOPOVG TAPAYOVTEG
omwe, £av M vOoos eival evepyng 1 enQavifoval pOvo CUPRTOUOTA, EQV VILAPYOLV
VEVPOAOYIKEG 1| MAATIKEG EKANADGCEL, xabhc ka1 gqv 0 evromopds Tov acbevi
Tponyeital TG EKONAMONG TMV cLUNTOUGTOV. Otmpeital 6Tt aVTOG O Saywpropog
efvar KaBOPIGTIKOG TOGO Y1a TV EXAOYN TNG Pepaneiag OGO Kal yia T YOPTMYOUUEVT
§oom aymyng, av Kat SV LIAPYOVV HEAETEG IOV Va £YOUV GUGTNHOTIKG EPEVVIGEL TNV
nopoméve mpocéyyon. H appakevtum aymyn Tpémet va yopnyeitar dw Biov kot n
aduvopio. GLPEOPPEOCNG GE auTh 0dNYEL oE EMAVEUPAVIOT] TOV CLUMTOUOTOV Kal
TEMKG, GE NATIKY avendpkela. e autod o GTGS10 aTAITEITAL PHETAPOCYEVOT HATOG
yio. v emBioon Tov acbevy. H afohdymon me xopnyoduevng Bepomeiag TPEMEL VO
yiveTon ov@ TOKTG YPOVIKG S1aCTAHATO KOl VO neplopPaverl Eheyyo TV TOAVOV
TOPEVEPYEIDV KOL TNG CUHHOPPMATG TOV acBevovc’.

Mua. and T1¢ S1a0EcIUES PAPHOKEVTIKEG ay®YEG Efvar 1) D-nevikiAAopivn Tov
aVayVOPIGTKE O TO TPOTO 0Nd TOV GTOMATOC PAPHAKO Yo T1 Bepameio. TG VOGOV
Wilson to 1956. H xvptotepn 8paon g meviKiAapivng givar . avénon ™G
OMEKKPIONG TOL YAAKOD 0mO TOL ovpa’’. H cvvolikiy Brodwbesipdmra g oTov
opyavicud vmoloyiletar oTO 40-70%2°. Tlpokerwar ya évav YEVIKO OeCHELTH
HETAAADV OV YPTGULOTOTEITAL Y10 TN fepameio TG KLOTIVMGTG EVD 6T PEVUATOELON
apBpitida Exel xopnymoel g avoooKatacToATkO. Otav Aapfdveral Tavtoxpova e
KAmO10 YEOUQ, 1| AMOPPOPNOY| TOVL PAPUAKOV HEIDVETAL GUVOAKA GTO 50% ywri n
amoPPOPTCT) TOL PapHiKOL Yiveral omd TO YOGTPEVIEPIKO coMve®. H mevikdopivy
Tpémel va yopmyeitar Wavikd pia Gpa mpw 1 dV0 OPEG pETA TO yebua yu va

TETOYOVHE TN uéyrot dvvarm dpaon mc’. Anotuyio cuppdpeeong ot Hepomeia ue



nevikihayiv xel odnynoet oe Tayela eEEMEN TG NMATIKAG VOGOL EVD S10KOTH TNG
fepaneiog KaBIoTE amapaitnTn T HETAUOGKEVOT Anotog 1 0dnyel aKOum Kat GTo
favaro’’. H yprion g mevikithapivig cuoyetiletol pe TOAAEC TTAPEVEPYEIEG OL OTLOTEG
napotifevior otov mapakdto mivake (Ilivaxog 3). To QGPUOKO OMOITEL TAKTIKN

YOPYNOT GUUTATPOUATOV TUPBOEIVIG GE doom 25 émg 50 mg KaOMuEPVAC .

Mivakag 3. Oepansvrikég péBodor Tng WD

Ayoyn Tpoémog opaong Nm)go}nytm’] Hapevepyereg Yol
£MLOEIVOOT)
Hevualiapivn Tevikog oeopevtng  10% ¢ 50% kara  IIvpetoc, ecovbnua, Meiwon
™ dapkew g TpwTEIVOLPIA, doomg
apyIKTG GAoTG TG TOTOV AVKOC-CVTLOP. XEWPOVPYELD
Oepomeiag Equhche% Kol Kota TV
odhayég 6TO GEPpA £YKDLOGVVT
AmlaoTikT ovorpio
Agvkonevia
Opopfoxvronevia
Ne@pmTk6 Zovop.
Hratoto&ikotnta
Tprevrivy Tevikoc deopevtiic  Eviote, kata ™ Tactpitioa Meiwon
SLapKeLn mc  Amhactkn avoapia doomg
apyunG @dong g oméviaL XEPOVPYELO
Bepameiag ZidnpoBhacTtikiy Kol KOTa TNV
avaipio lsgnco}locuvn
Y£vdapyvpog Kata ™ &uipkea Tactpinida Quio HEIDOT]
™G OPYIKG PAoTS Buoympu ™ d60NS
¢ Bepomeiag TOLYKPEQTITION
ZVGGOPELOT
wevBapY\)pov
Alhayé 15
Avocon/ko cvoTIHa
Terpaderopélvpdog  Tevikoe deopcvnic  Zmévia QudeTepomevia IMewpoplattkoc

H tpievrivn omotelet Eva HEAOG TG OIKOYEVEING TOV SECUEVTOV HETAAA®Y, pE
Soun MOAVGUIVIIG HMHIKA Swakprm amd v mevikiMhaptvn. Ewonygdn 1o 1969 g
evalakTiky Oepameia ™G nevikdAapivng.  Amoppo@drar  EAdyioTO and TO
YOOTPEVTEPIKO COANVA gVd TO WEPOG OVTHG MOV AmOPPOPATAL petaforileron Kot
anevepyomotetrar. Onwg N nevikiapivn, 1 Tplevtivi Tpowbel eniong v ATEKKPION
TOL YOAKOD amd TOVG vscppoi)g28. Mia A Spdon G eivatl N 6EGHEVST) TOV c1dnpov,
YUauTO T GUYYOPTYTOT) TOVG TPETEL VO amogevyetor TIpoceateg ueAETe oV deilel
6Tt M EMAEyYT yaAKOD OV TPOKOAEITOL amd TV TPIEVTIVY, HTOopEl va 0dNyNoEL 6e

VIEPPOPTWOT TOV MATOG HE ci6np029. Ipoxerran yo. pio omoteAecpatikn Hepomeia



v T voco tov Wilson kar evéeikvuton Wwitepo oe acheveig oL SV UTOPOTLV
QVEXTOUV TN ¥PNoN NG TEVIKAAGPIVIIC 1| £XOLV  1GTOPIKO  VEQPIKNG VOGOV,
GLPPOPNTIKNG cANVoueYaAiag I Taon yia aUTOAVOGa vocrr']puw”. H tpevtivn £xet
MyeC MAPEVEPYEIEG KAl TPEMEL VO, YOPTYEITAL pia dpo mpwv N dVvo hpeg peta ta
YELUATAL.

O YeVdAPYLPOG YPNCWOTOONKE Y1a TPOT @opa yio T Bepameia TG VOGOV
omv OMavdia otig apyég g deKaetiag Tov 1960°°. O pnyoavicpog dpaong Tov
Slapépel and auTOV TG MEVIKAOPIVIG Kol G tpievtiviig. O yevddpyvpog
EUTAEKETOL GTTV OOPPOPTOT) TOV YOAKOD OO TO YUGTPEVIEPIKO GOV UE TOV e&ng
Tpomo: Sieyeipel ™ petariobeoviv ToV EVIEPOKVTTAP®Y, HId TPOTEIVY TAOVGIA GE
KUGTEIVI, OV Efval EVOOYEVNG SECUELTNG TWV uetédAov. H petodiobelovivn €xet
HEYAVTEPY) GUYYEVEIWL UE TO YOAKO a6 OTL HE TOV YELSAPYLPO Kl £TCL EMAEKTIKG
SeGpEDEL TO YOAKO KOTA TV E{G080 TOV GTNV molaio Kukhogropia. E@ocov decuevtel
0 yoAkog Sev omoppoPaToL aAMG amoPdAAeTal oTA xompava’'. Epocov 0 yaAkog
EIGEPYETAL GTL YOOTPEVIEPIKO coMva Kai and T oicho Kai amd TG YACTPIKEG
exkpiocelg, n Oepomeio pe Yevdapyvpo OSnptovpyet apvnTiKd 160L0Y10 YaAkkov Kot
EMOUEVOG HETAKIVEL TOV amoONKEVUEVO yoAkO>2. O wevddpyvpog emiong Spa
dieyeipovtag 1 petaAlobelovivn TV nratroxvttapev. EpgaviCer Aiyeg TOPEVEPYEIEG
KO PN GILOTOIEITAL KUPIWG Y10 fepaneia cuvTpnong. Qg Bepancio TPOTNG YPOUUNG
YPNGILOTOIEITOL O CLYVA GE QOVUTTOUATIKOVG 1| TPOCVLUTTOUATIKOVG acOeveig.
Doiveral vo givol OpOl QTOTEAECHOATIKY HE TNV nevikilapivn Oepaneia aArd
KaAOTEPT owawﬁ33 . H Mym yevdapybpov pe TOVTOYPOVT KATAVAAMGT) TPOPNG,
EUTAEKETAL GTV OIOPPOPTOT TOL WELSAPYOPOL KAl GTNV OMOTEAEGHATIKOTNTOL TNG

Bep ameioc’.
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Ot avtiofedotiké ovoieg kar kvpiog M Preapivn E UTOPOVV Vo EXOLV
GUUTANPOUATIKO POXO 6T1) BEPOMEVTIKT Ay YT TOV acBevdv pe voco tov Wilson. Xe
avtov Eyouv Bpedet xapunha eninedo Prrapivng E 1060 ctov 0p6 660 Kol 6TO HIap.
‘Exet avagepBei o€ opiopéveg peréteg 6TL 1 xopNynon Burrapivng E mapdAinia pe m
BEPAEVTIKT AY®YT), OSTYNGE GE GUUATOUOTIKT Bertimon TV acBevdv. Qo1660, dev
éxouv dieEaydei axpiPeic peréteg, mov va emPefourdvovv 10 TAPOTOVE .

‘Ocov agopd oTn STPoPn, PaiveTal va Swdpaparilel apketd onuaivov poro
omv e&EMEN TG VOo0oL, KaBhOG O YAAKOG amOTEAEL ONUAVTIKO 1VOCTOEID, OV
evromiletal oe 1agopa TpoPa. Ot yevikég 0dmyieg mpog Toug acbeveig pe vOGO TOL
Wilson, mepapfévovy amoguyn 1OV TpOPOV e VYNAY GUYKEVIPWOT GE XAAKO
(Baracové, Enpoi kapmoi, pavirapia, OpYQVIKG KPEQTE), TOLAAYIGTOV KATA TO TPOTO
£roc ¢ Qapuoxevtikig oyoyms. Ot Sionteg YAUMMG TEPIEKTIKOTNTAG GE YUAKO
pmopel va KaBuoTepPncovy TV gvapén mg vocou kat va ehéyEovv v mopeia e&EMENG
me. Qotéco, 1M STPOPIK avTipeTOmon 8ev oLVIOTA  povadikog TPOTO
Bapaneiag35’36. H ovpBovievtikn omo £101K00C S1TPOPOADYOVG Eival amapaiTtnT,
Wuaitepa 6€ 0VTOVG TOLV £PapUOLOVV PUTOPAYIKEG SlaITES.

Eniong, 10 mOOWO VEPO OV EICEPYETOL OE KGPE omiTL PECH YOAKIVOV
COMVOV, TPENEL VA, EAEYYETAL Y10 TV TEPIEKTIKOTTE TOVL o€ YaAko. Eav avth eivat
VYMAY], GLGTHVETAL EWBIKT cuokevl) PATpapicpatog Tov vepod. H dnpotiki POy
vepos Sev ypedletar vo EAEyyETAL Ynuacie, mpémel vo didetar YEVIKOTEP GTOVG
YOAKIVOUG GOMVEG, GTO VEPO OV YPT|GILOTOIEITAL Y10L TN HOYEWIKN 1] KAl TNV oo,

v 2 5 ; z D
6T0 EPPLADUEVO VEPO, KAH®OG Kat GTNV TOW0TNTA TV HOYEPIKMY GKELDV”.
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0 POAOX TOY XAAKOY LTH NOZO TOY WILSON

H opo1d6tacn tov yarkod 610 avipOrivo chu e£aPTATOL ATOKAEIGTIKG OO
™V OmEKKPION TOV 0md TO Mmap oTm YOM). Metd ™V amoppoOeNon TOL OmO TOV
EVIEPIKO UMD, O XOAKOG apyIKG GUVOEETAL e TV aMBovpivy Kot HETOPEPETAL GTO
fmap. Exel ypnoyonoteitar, ite yo. mm cOVOEST) EVEDU®V IOV TEPIEYOVV XAAKO, OTMG
KUTOYXPOUIKT 0EEIBAOT, VIEPOEEIBIKT SvopovTdon, EiTe Y1 TNV EVGOUATOGT TOL 6T
cepovromiacuivy. H cepovhomhacpivn mepEyel EELN eQTa GTOp YoAKOD avd HOPLo
ka1 exkpivetar oto mhaopa. To 95% Tov yoAko0 TAAGHOTOG BpickeTal SEGUEVHEVO
ot ogpovhomiacpivi. O Packog mg pOAOG Efvol va HETOQEPEL TOV YAAKO GE
eEonmoTKo0g 16T00G, EVA EXEL KAl GAAeg %snovpyisg”.

H gucioloyiki onpacio Tov YOAKOD £YKEITAL GTO YEYOVOG OTL £ival GLOTOTIKO
TOMGY ev{Op®V Kol TaVTOXPOVL EUTAEKETOL GTO GYIMATIGHO TOV AEVKOKVTTAP®V
KA1 EpLAPOKVTTAP®OV TOV QHATOG, CTNV amoMBonoinon T@v 0otdv, 6T cuvhEoT TG
ghoTIVIIG  Kal  TOL  KOAAayovov, eV GUUUETEXEL Kar OTMV  AVTIOEEBOTIKT
npocracia38. Yynmid enineda avyvevovtal o€ yuvaikeg (eartiag Twv VYMAOTEP®V
emES®V GEPOVAOTAUGUIVIG TOV Sieyeipoval omd TA 01GTPOYOVA NG £YKLUOGUVNG
Kol T xpnon OVTIGUAMITIK®V), OF KOMVIGTEG, GE KUPPOTIKEG, Kakonbeg at
PAEYLOVAOELG xataotaces . H éMhewym o€ yaAko ovvictatal oE ovdeteponevia,
LIKPOKUTTAPIKY KOl VIOYPOWIKT  avaupio, amabea, vmoBeppio, LTOTOVIA,
VTOYPOUOTIOHO OEPHOTOG KO poAMGV, aAAoyéG OTO KEVIPIKO VELPIKO CUCTNUA,
YOUNAQ ETTESQ YOAKOU Kot 6EPOVAOTAAGHIVIG TAAGHATOG. YoBapod TumoV EAAEYM
eivor omévie. To GEGUELTIKO QAPHAKO nevikilapivy (mov ypnowtonogital 6T
BepamMEVTIKY AY®YTN TOV acBevv pe voco tov Wilson) xar To apwvoléa G

TAPEVTEPIKNG S1aTPOPNG HIOPEL VAL aLENGOLY T1] VEQPIKT) TOV améRKpLon .
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H &éewym oe yohkod pmopet vo Sopbwbei pe mpochnym Img/muépa. O
TAOVGIOTEPES SraTNTIKEG TNYEG XOAKOD Eivon Ta. GTAdYVaL, WB10iTepa TO GUK®OTL KOl TO
£vo6010, 1o BaAaCOVE, OTME Ta PO, Ot Yopides, 0 GOAOUOG Kot O AGTAKOC. Yymin
TEPIEKTIKOTNTOL GE YUAKO, EMioNG, £YOVV O ENpoi Kapmot, Ta amo&npapéve epouvTa, Ta
pavidpia, To ENpa AcOMa, To HOVPOUATIKO PacoMa, Kot TO Woui olkng dieong. H
GKOVI KAKAO, T| GOKOAGTA KAl TA TAPGy®Ya TG anoTEAOVV TAOVGIES TTNYEG xa)moif i

H anoppognon, BEPata, Tov S10Tpo@ikod YaAkol GTov avOpOTIVO 0pYavIGUO,
vroloyileton 6Tt ayyilet o 63-67%. ZTig TUTIKEG SlouTeS, GTOGO, TMV AVARTVYUEVOV
KPATOV, T HECT] TPAYHATIKY] TOCOTNTA yoAko¥ Tov amoppogatan ivar 30-40%. Ot
QUOIKEG KOl YNMIKEG EMeSEPYACIES TMV TPOPIUOV GLYVE HEIDVOLV TEPUUTEPD TNV
apYIKT TEPIEKTIKOTNTO TOV UETEAROV. ISwitepa o1 yMuikég enelepyacieg, OMOG M
ofeidwon mov AapPavel ydpa amod MV £xOeon oTOV aEpa ) TNV TaPOVGia 0LEBMTIKOV
TAPAYOVTIQOV, LEDVOLV TN BrodrafecipdTnTa TOL yokov.

Ta KAviKé amoteléopato amd v EAREWyM ST TiKoy YaAkov o VITTLOKT)
nAikio GuvicTavTal GE avopia, ovdeteponevia, kar arhayég ota ootd. H Edenym tov
S1o1TNTIKOD YOAKOD GTIG HMTEPEG KaTé TV KvoPopia, Hmopel va odnynoet 6e aTEAELS
YEVWNGELG, EVD EXOVV nopatnpnOel Kal TEPATOYEVVI|GEL GE Sapnrikég (in vitro). Ta
@UGI0AOYIKG Opto efvar Ta EENG (ITivaxag Qs

Mivakag 4. Pvc10royIKa emineda yahkov 0pov avé NAKIoK opdda.

Avopeg Tuvaikeg Kiunon Hhkia 6-12 erov | Nyma
70 — 140 pg/dl 80 — 155 pg/dl 120 — 300 pg/dl 80 — 190 pg/dl 20 — 70 pg/dl
11—22 pmol/L | 12.6-24.4 pmol/L 189472 pmol/L | 12.6-29.9 ymol/L [ 3.1 — 11 pmol/L

H cuyKkévipooT Tov yaAkov 6To TAdGHa YPNOILOTOLETaL KVPING Gav SEIKTNG
Y10, TN HETPNOT EPOSIAGHOD TOV Srarmricod yakkov. Avtd PéBata cuunepthapBavel
KAMOLOVG TEPLOPIGROVG, KABDG 1 GLYKEVIP®OT TOV YAAKOU GTO TAAGUO KUUGIVETOL

avéroya pe TR NAkio, Ty aoknon, myv KatdoTaon vyeiog kot dev avEaveTol HETA

13



amd YyEOUA, OUTE WEWDVETAL KATG TN SdpKeEw GOVIOUNG vnoteiog. H Avotpiokt
pedétn y ) Opentik Kardotoon (Austrian Study on Nutritional Status, ASNS)
TOPEYEL OTOEIL Y  TPOCANYELS PPENTIKOV ~ GUCTOTIKAOV KOl  OVTICTOIYES
GUYKEVIPMGEL; MAGGUATOG, (OTE VA afodoynBel n KatoAAnAOTTAL TOV YOAKOD
TMoHATOG MC SetkTg TPOSANYMG SrartnTiKov yokkov. A&ohoynOnke M dratnTikn
npOSAYM  YOAKOD Kol GAR®V OYETIKOV OPENTIKOV GCLCTOTIKAOV HE EQPTANHUEPO
{uyiopévo  S10TPOPIKO THEPOAOYIO and 2400 TS TPOCYOMKNAG MAIKING Kat
oyohxng Mikiog upetafd 4-19 etdv. O1 ocuoyeTicEl; UETAED GUYKEVIPDOGE®MV
TAMGHOTOG KOl TPOSANYNG BPENTIKOV GLOTATIKOV devepynbnkav pe 1O HOVTEAO
stepwise linear regression. Ta amoteMéopata enedelav OTL 0 TPOGBIOPIGUOG NG
GUYKEVIP®OT|G TOV YOAKOD TAMoHOTOC SEV Eival TKOVOOWTIKOG deikmng Y ™V
TpOPAeym TPOGANYNG YAAKOD 0o Sumnrikd otopikd. ‘Evag kalotepog deixtg fa
ATov M EKTIUNGOT EKEVOV TV TPOPIL®V, OV ATOTEAOVV TNV EMKPATOVCA TNYN
TPOGANYNG  douTnTIKOD yarxko0 (food frequency questionnaire). H vymAotepn
EMPPOT] OT| CLYKEVIPWOT TOVL yolkoO mhaopotog Bpebnke yo mv TPOSANYN
Kpéarog“.

‘Ocov aQopa o BrodrafectuoTnTa TOL yokov, 1 BiBAoypagia vroompilet
6T 0 yoAkog eivar AyOTEPO BrodroBEcipog oTIg PUTOQOYIKEG SlaITES, TAPA OTIG
ocovOeteg. MeAétn o€ acBeveic pe vooo tov Wilson mov Arav yeAKTOQUTOPAYOl
Kot emhoynv kot Oev el cvppopewdel pe ™ Pepancia. dEopevong YAAKo,
ypnoonoovoay m dioura ca fepomeio Srathpnong. Zmv id1 perémn vroompiletal
OTL Ol PUUIVOHEVIKG VYIELS QLTOQGYOL, UTOPEL VaL Bpickovton o€ Kivduvo yl EAREyM
S10TpOPIKOV xa)»Koi)S 3

Qotdco o p GAAN HEAETT] OE VYIEIS YOAKTOPUTOPAYOVG Kol GE U1

PUTOPAYOUG, PAVIKE OTLO YOAKOG TAAGHATOG KA1 T cepovAomAacpiv TAAGHATOG dEV

14



emmpedomrav amd m Slarra. Ta OMOTEAEGHOTA TNG EPEVVAG OVTHG VIOSEKVIOLV o1l
o1 QUTOPaYIKEG dionteg Pmopel va HEDVOLY eEMappd T0 YOAKO TAAGUATOG, OAAG T
peioon avt dev ogeileTon o HEIOUEVT QoppoOPNon amd ) Stoura. Xtn peAE
auty m OSwrpon Ot @AVNKE v EMNPEGLEl ONUOVTIKG Ta. Emineda YOAKOD T
sepovromhacpivic. H epgaviig amoppoenon YOAKOD 8€ GLGYETICTNKE, AOUTOV, UE TO
eninedo, YoAKov T GEPOLAOTAAGHIVIG GTOV 0PO TWV VYOV avOphrmv*’.

To ofikd GAaG YELdAPYVPOL EXEL dnuovpynBel yia ™ Bepanevtikn ay®yn e
vésov tov Wilson. Eyet eykpifei and 1o FDA tov Hvopévov Holredv og Oeponeio
ST PNONG Y10 TOVG EVAAIKEG KOl TOUG noadroTpikodc aceveis ko n Agrrovpyia oV
éykertar oto OTL epmodilel MV omopPOENCN TOL XUAKOL amd T EVIEPIKT] 000.
Ipokaleitar apvnTikd 16050Y10 YoAKOD OO TOV QMOKAEWGHO OXt Hovo Mg
amoppOPNGNG TOL SroutnTIKov yoAKov, aArd Kot TNG ETOVAPPOPTIONG TOL EVEOYEVDG
TAPOYOUEVOL YOAKOD amd TN GiENO, TO. YOOTPIKG Kar EVIEPIKE vypd. Béfaia, Ommg
6AeC o1 Bepameieg OV SEGUEDOLY TO YOAKO, PETG OO PEYGAT) XPOVIKT nepido, pmopel
Vo TPOKAAECEL EMAEWYT GE yohk6. M tétola cuvémew Ha TpENEL Vo, amoPeVyDEL
Witepa ota Toud1d, 81071 0 YAAKOG Efvat 0mapaiTnTOg Y10, TNV avantuén Touc®.

Te pio. pEAETN OV EYIVE GE técoepa Toudid pe voco tov Wilson, HETPNONKE O
YoAKOG 0pOD Kat O YELSAPYVPOS 0pov, EVO Bpickoviav otV apyIKi TOVG Oepaneia pe
D-nevikidapivn. Ta amoteréopata enéderfav oTadloKy Peioon TG CLYKEVIPWONS
1060 TOV XAAKOD OGO Kai TOL yevdapybpov opov. H D-revikilAapivn aiveton va
petaPairel to peTafOMOHO  TOV yoko0 Kar Tov yevdapyovpov. To peyebog G
uetaBorig avtig dev eivat Hovo B0GOEEAPTMOUEVO, OAAG oyetifetol Ko pE TNV
EMAPKED, TEPIOPIGHOV  TOV yadko0. Ot GUYKEVIPOGELS TOL YOUAKOD Kol TOV
yevdopyvpov Bo mPEMEL VA HETPOVTAL, OOCTE VO aflohoyovvtarl Ta OQEAN NG

fepameiag kaBmG Kat Ot Kivovvol Yia exONA®GOT VIOKAMVIKTG EAAEWYMG wev&apybpov“.
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Amd ™V GAAN TAELpd, Exel avagepbel OTL | GUGCMPEVCT) TOV YAAKOV GTO
finap TV achevov pe véco tov Wilson, UTTOPEL VAL TPOKAAEGEL TPAVHATIGHO TOV
finotog, e6v 8 BePamEVTOVV HE BEGUEVTIKG Papuaxe. Katd Tov yarkov. Emmheov, N
cuGGhpEVoT YaAkoD pmopel va avéncel katd 100 QOpPEC TOV GYETIKO Kivouvo Y1
avamTuén Kapkivou Tov fmatog ce acbeveic pe TpOTAPKY apoypopdrocn. O
VYNAEG  GUYKEVIPDOEIS YAAKOD (TAVO omd TIC QUGLOAOYIKEG), HmOPOLV v
TPOKOAEGOLV TOAMUTAAGLAGHO VEOMAUGUOTOG KOl KAPKIVO, HE TNV KOTAGTPOPY] TOVL
DNA omd Tig Toéikég eEAeVOEPES pilec®.

Onwc  avagépinke mapamave, EVo amd 10 dyveoTIKG TECT TOL
YPNCLOTOIOVVIAL YL TNV avayvopiot acbevdV HE VOGO TOV Wilson givat 1 pétpnon
me  oepovlomhacpivig  0pov. Eninedo.  yaunhotepa tov  20mg/dL,  &xovv
YOUPAKTTPIOTEL ETAPKN Y1OL TN Suayvmon g vOoo, 160G Eav GUGYETICTOVV UE TQ
Saxturidia Kayser-Fleischer 6toug 0900006 (PUGLOLOYIKE OptaL GEPOVAOTAACHIVIG
20-45mg/dL). H ypnon Opog tov Sayvootikod outod deiktn efvar mepIocOTEPO
TepimhokT, KaBOG OPLGUEVOL £1epolVYOTEG TNG VOGOL £YOVV KOV YOPAKTNPIOTIKG, LE
Toug opolvyhTeG acHEVEIS. Iepinov 20% TV TEPOLLYOTOV TAPOLGIALOVY HEIOUEVA.
emineda  GEPOLVAOTAAGHIVIG opov. Xg POGOATN TEPIANYM  UEAETOV  TOV
oyetilovral pe T VOGO TOL Wilson, ava@épetat 0Tt o1 eTeEPOlVLYDTES, umopet va £Xouvv
YAUNAEG GUYKEVIPDOELS cepoviomhacpivig 0pov, OpPLIKG QUGLOAOYIKT] OTEKKPICT|
YaAKOD amd TO 0VPA KoL pétpio avEnpuevn GUYKEVIPOOT] YOAKOD NTATOG. O1 KMVIKEG
ekdNAGOE] TG VOGOL BEV gival YVOOTO VO TAPOLCALOVTOL GTOVG QOpElg
(etepoluydreg), av K M vmdBeon authy dev Exel AMOKAEIOTEL EMAPKDOG OTIG
UEYOAVTEPEG n)»ud,sg%.

e po Epevva e£eTAGTNKE O 16TOC NATOG EVVEQ adepPmV, OGTE VO, xobopiotel

gdv ot npocmpmmparucoi acOEVElC TG VOGOL TOV Wilson dwa@épovv amd TOLG
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£1epOLLYOVG PUGIOMOYIKOUG POPELS. IMapamprifnkav oAlayég ota prtoyovopL Kat
6TO EVOOMMAGHATIKO STKTVO, EVOEIKTIKG TG TOSIKOTTOAG TOV YOAKOD, TOGO GTOVG
e1epoluyMTEG OGO KAt GTOVG yovotumika aPéBaiovg acBeveic'’.

[Mapopol. HEAETN GTOYEVE OV EKTIUNON  QVAOUOA®V  EVPNUATOV  GE
e1epolUYDTEG TG VOGOL GE Ianovikd TAn6vopd. Ta eminedo GEPOLVAOTAAGHIVIG Ka
YaAxo0 Bpednkay apiciKa yaund oe 28.6% xoi 35% etepoluydreg, avrictora. H
HEAETN OLTH KATOANYEL GTO OTL otav e€etalovrar aoBeveig Kat ol O1KOYEVEIEG TOVG Y10
m véco tov Wilson, Ba mpémer va Siveton peyddn Papvrnra oTIG AVOUAAES
EPYACTNPLOKEG TLEG TOV atapoCuyo)tdav48.

Téhog e pia TAOTIKY palikn perém omv Kopéa y1o T d1tyvaon achevov
e voco tov Wilson, ypnoyorombnke n pérpnon ™o cepoviomhacuivig opov e
noudié amd 3 pmvav émg kat 15 ypovav. Aev vimpEav S1aQopES oYETWOUEVEG UE TO
@OA0, GAAL OUTE GE oxéon pe TV miuio. ‘O)ot o1 acbeveic efyav mOAD YAUNAL
emineda  GEPOVAOTAUGHUIVIG, A& 10 5% ovtdv eixav @uotoroyikég Twés. Ot
etepoluYMTEG TOV EEETACTNKOV napovsiolav GuGIOAOYIKA enineda. Xm HEAETN avTY
GUGTHVETOL TEPIOPIGHOG TOV Sl TiKoD YUAKOD ©T VAT IOV néoyovv, Kabng

’ ’ , . 49
umopel vo amoPel EVEPYETIKT Y1d GVTA

TENETIKEX MEAETEZ

Me Vv Tapodo T®wV xpOVOV OMO KO TEPIGCOTEPEG YEVETIKEG HEAETEG Eival
S100écec mPog KAVIKT xpNom, OUOC HOVO YEVEAAOYIKEG avaAOGEG HE XPNoN
amhoTOTOV PBACICHEVES CTOV TOAMUOPPIGUO TOV VIELOLVOL Y1 TN VOGO YOVIOiov,

eivon epmopikd S1OECIHES amd EEEIOIKEVPEVL Khvikd epyoctipla. H avaivon v
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OQUTEL TOV EVIOTIGUO EVOC OGOEVH HEGH GTNV OTKOYEVELD, HE KAVIKEG KOL Broymuikég
peréteg ommg avapépbnkav nopamive. A@od kabopioBel o amhoTuTog n/xkar M
petddaln oto ATP7B yovibio Tov acheviy efetalovtar ot idieg meproyég Tov DNA
oToug ovyyevels mpdtov Pabuod TpoKeEVOL va domicTmBel eav eivon VYLElG,
gtepoluyor M aoeeveigso’s ! Mnopei eniong va npaypatonomBel TPOYEVVNTIKOG
£heyX0C, ®GTOCO EXEL MEPIOPIGUEVT KMVIK EQAPUOYN av Kot 1) Tpdiun dibyveon Ba
EMETPEME TNV EYKOLPT] AVTIHETOTICT] TNG VOGOL™2.

H epappoyn g omevbeiog YEVETIKNG avéAvomg &ival mpog TO TapoOv
TEPIOPIGUEVT KaBDG Ol MEPLOCOTEPOL 0cOeVE(g eivar GuVELOGHEVOL ETEPOLVYDTEG UE
Swupopetikny petohhaln oe Kkade a0, Méxpt Thpo TEPICCOTEPEG AMO 250
petadaelg  éxovv  avagepbel  ©TO yovidto ATP7B (Wilson Database:

www.megden.med.ualberta.ca/database.html)”. TUVERDC TO £0POG TOV UETAAAAEEDV

QIOKOAVTLTEL TN MEYOAT ETEPOYEVELL TOVG KO @aiveron va oxeTIlETAL HE TNV EKAGTOTE
YEQYPOPIKT TEPLONN. Qot660, M YVOON Y TA AEITOVPYIKA AMOTEAEGUATA TV
petaddéemv etvar axopa TOAD 7rz=,ptoptc5ué:vn5 4 H erepoyévern Tov petallabemv Kot
TOV QAIVOTOTOV OMOLTEL EKTEVI] MEAET UE OKOMO TOV akpiPn TPOGSIOPIGUO TOV
gawvotvnov. Eriong, ot YVOGE OV GYETICOVV T HETOAAGEELG TOV YOVidiov pe
YE®YPAPIKT TEPIOYN EIVAL EAMITELG.

H mo ovyvé epeaviCoOpeVn peTGAAaEN TOL YoVidiov mov TapoTnpEiTOL GTNV
KEVIPIKT KOl AVATOMKT) Evponn eivar M H1069Q oto e£@vio 14. H cuyvomra tov
adnhiov petabd TV 0GOEVOY TTOV TAGYOLY AT TN VOGO Wilson ayyilet To 40% tov
TPOOTTIKOV ps%md)vs 5 JTio OLYKEKPIUEVA, OF perét mov £Aafe yoOpo oTNV
Ovyyapia, e&eT@oTnKE M cLYVOTTA EUPAVIONG TOV TLO KowmVv HETOANAEE®Y TOV
yovidiov oe 42 acBeveis. Ot HETAAMAEELG TTOV avayvopiomkav frav ota egovia 8, 13,

15 ko1 18. H petdAhadn H1069Q Ppédnke oe 27 acBeveic (64,3%) ex TV onoiov o1 9
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frav opdluyor kar ot 18 cuvdvacpévor etepoluvyol Ze éva peyardtepo Seiypa
acBeviv omv avatohkn Feppavia Bpébnke exiong vymin cuyvotta ToL CAANAIOL
H1069Q 6nmg Kat o€ mapdpola perétn mov EdaPe ydpa oe teproyn ™ Ieppaviag. Xe
avtioToyEeg HEAETEC MoV Tpaypatoromenkav ot Pocia, Avctpia kar Ovyyapia ta
OMOTEAEGHLATOL IGYLPOTOMGAV TV VOBEST OTL M MO GLYVE EUPAVICOUEVN HETAAAOEN
otnv Avorohkn Evpdmm eivoan H1069Q°°.

Te GAAN peAéTn mov Sevepyndnke oe mANBuoud g Iohwviog, 148 acBevav
ue voco tov Wilson, efetdomke M ovyvotnta eupaviong tov H1069Q «at
Gly1267Lys petodrateov. H mpodm napovctalerar 6o 57% kou 1 Sevtepn oto 9,1%
oV defyparoc. Mehembnke emiong M mOov] GUGYETION TOL YOVOTUTOL TV
petaddlemv pe v nhxia évaping mg VOGOV Kal E TNV EUOAVIOT TOV KAVIKOV
CUUTTOUATOV YOPIG KAVEVE OU®OG Petikd oamotédeopa. H HI1069Q petdrroln
epgaviomxe eniong oto 38% v YPOUOCOUATOV TANBVcHOY TG Bopelag Apeptcng
ko g Zovndiag. H cuyxvomta tov aAAniov ootdco epgaviletar povo oto 17% ce
Bpetavikd mAnBLGHO Kal GTO 13% pn-pecoyetaxod mAnbucpod me Zapdnvia, EVO
Sev avivedTnke 6€ TANBLGHOVG YOPOV TNG Aciac”.

Meydhn yeveTikn HEAET TpayHoTOTOmONKE oE acBeveic ™G vOGOL TOL
Wilson pecoyewaxng Karayoyns. Avaivinkav 136 ypoposopata 73 €K TOV OTOIMV
fitav woAiknc, 18 copdnvikng, 2 1oMaVIKG Kat 43 TOVPKIKNG TPOEAEVONG. Bpébnkav
50 S1aQOpPETIKEG METOAMALEIS and TiC omoieg ot 19 avagépbnkav yo TPOTN POPa
(ITivoxag 5). Ta véo ctoygeia g peAémg avtg Kabdg Kat GAA®V TOPOUOIOV
UEAETOV TIOV EYOVV ©OG cKomd TNV EVPECT] TOV O cvyvdv petoddabemv kabmg Kat

véov, PeAtdvouy T Odvvarémra  mpOANYmMG TS VOGOL KO YEVETIKNG

oL pBov%&mmﬁgsg.
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IIINAKAZX 5. o ovyva sppavilopeveg perarrhiberg otovg Mecoysiaxoivg mAnbuopoig

Merallhain ApOpég TOV YPOROCHONATOV %
Hreypotuam Italio
}ESIOG9Gln 39 17.5
2530delA 20 9
2299insC 13 6
Arg969Gin 10 4.5
Argl319ter 9 4
Gly626Ala 7 31l
Tapinvia
246delC 13 8.5
Vall46Met 12 7.9
Tovpkia
Thr1220Met 10 10

IMapépoto perétn mov mpaypatomowdnke o€ 24 OWOYEVEEG EAANVIKNG
KOTay®yns, eviomiomKav oekaéél PETaAAAEELS ek TV omoimVv o1 &L avapéptnkay yio
TPAOTI POPa. ZOUPMOVO. UE TO. ATOTEAEGHATA, CLUTEPAIVETAL OTL 1] VOGOG Tapovstalet
Ui peyGAn aAAnMKn etepoyévela otov EAANVIKO mAnBuouod. H mo cuyvn petdiraln
Nrav n HI1069Q pe cvyvoémta ep@aviong 28,9%°. Te eAMvikd mAnbvoud Exet
Selayfel povo pio axoun HeAETN, O6mOV EVTIOTICTNKAV GAAEG SDdEKD SLAPOPETIKEG
HETOAMGEELS £K TOV OTOIOV Ol TEGGEPELG TITAV KAWVOUPIE .

Ytouvg Kavéaprovg viicovg g lomaviag Bpébnke modv vymAn cuyxvomTa g
vooov kot 1daitepa. pog onaviog petdAraéng, e Leu708Pro. latpikd 16topkd tov
vocokopeimv enédeifav ocvxvomra g Wilson 1/2600 evd otovg GAAovg
eVpOTOiKOVS TANBVGROVG eivan 1/30000. Te kavévav amd Tovg acbevels g perETng
de Ppeonke m petdAraén His1069GIn. Av xoar ot Kavvapior viicor vmpéav 1o
otavpodpopt ya to Ta&idt TPog TV AUEPKY, QoiveTal OTL PEYAAO UEPOG TOV
TANBVGHOD TOUG TOPEUEIVE OYETIKG amopovouévo. H mapovoa pedém emiong
EVIGYVEL TIEPIGGOTEPO TNV LOBEST OTL eMTpOchHeTOL TEPPAALOVTIKOL TTOPaYOVTES,
KaOOC Kat GAAOL YEVETIKOL EMNPEALOVY TN PAUVOTVTUKY) ekdNAmon g vocov®.

YymMi cuxvétnra emiong mg vocov, Ppébnke oe mAnBuoud tov IopanA, oe

M0, YEVETIKT) Kal EMSMNUIOAOYIKN uerétn. To péyebog g ouvyvomTag ALTAG
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ano666nke oe opoaipateg cuLevéels TV avBpORTOV TOL TANBLGUOYD. IV 1610 HEAETN
eketdomray Ta eMinEdA YOUAKOD KOl GEPOVAOTAAGUIVIIG OPOV, GTOVG VYIEIS GUYYEVELQ
Tov oacBevdv. Pavnke OTL 1| POIVOTLTIKY TOKIAOUOPPia. OTN VOGO umopel va
opeiletan v puépet oe aAnAenidpact tov yovidiov WND pe GAlovg YEVETIKOUG 1| pUn
YEVETIKOVG TPOTOTOMTES, OTMG 1 nia®.

Ye minbvopd g Kivag diepevvnnke n cuoyétion petadd Tov yovoTumou Kat
0V QovoTOTOL oe acBeveig pe voco tov Wilson. H mo cuyvn petdAraln frav n
Arg778Leu. Bpébnke 6t péon niikio Evapéng ToV CUUTTOUATOV GTOVG OPOLLYOVG
oUTAG TN peTéAMaENG fiTav pIKPOTEPT amd OTL GTOVG GLUVOVAGUEVOLG ETEPOLVYOVE.
Eniong ta péca enineda the cEPOLVAOTAACUIVIG TV OHOLLYOTMOV NTAV CMHAVTIKA
YAUMAOTEPOL OM6 QVTA TOV GLVOVAGHEVOV ETEPOLLYOTOV. Ta arnoterécpata deixvouv
ot N mapandve petddhaln dev eivar Nma. Bpébnke va éxel coPapég enttdcelg o
Asrrovpyia g ATP7B®.

Afyeg povo pekéteg £xovv a&lohoyNGeL TN GLGHETION HETAED TV HETOARAEEDV
Ko ToV KMvikdv ekdnidcemv. H dvokohria ykertat oo Oti eivan peydrog o apiBpog
TOV S0QOPETIKAY PETAAMIEEDV KOBMG KOl 6TO OTL 0L TEPIGTOTEPOL achevei eival
cuvdvaopévol etepoluydteg. Xe pwo. pedén tov Thomas et al YOVOTUTIKT|G-
(POVOTVTIKAG GLGYETIONG GE OpOLUYoLG acBeveis yia pio petdAradn, vodeiydnke Ot
0 TOTOG TG METAAAAENG UMOpEl Vo EmMpedcet T coPapotnta ™G EKINAWONG TOV
cvumtopdtov TG acbévelns. I napadeypa N apyK) EKSNAMON TOV KAIVIKOV
CUUTTOUATOV TOKIAAEL OTUAVTIKG petad TOV aCHEVOV PE MOPEPUNVELGIUN
petdaln, 6nwg om His1069Gln, ocov apopd 1600 ™V NAkia évapéng 660 Kat Tig
NMATIKEG KOL VEVPOLOYIKEG aKﬁnM)cag“.

AMeg perETEG OpmG EpXOVTaL GE AVTIBEON UE Ta OMOTEAEGHATA TV TAPOTAVE

EPELVAV, COUQOVA WE TIG OTOiEG M His1069GIn petdAraén 6e cvoyetiletor pe
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KabvoTépnon TG EUPAVIONG TV VEVPOAOYIKGOV cuumtmpdtonv. Patvetar d& moAd
mBavo OtL 1 peTdAlaln ovm) pumopel vo peldveL ahrd Vo unv Katapyei ™ petapopd
TOV YaAKOV eV®) Tawtoypova N Tpateivi ATP7B ce avth v mepintwon epavilet
110, VIOMAEIUPATIKY KAVOTTO. GEKKPIONG Tov yaAkov® . AMec PETOMGEELS OTOC
npoctnkeg, avepunvevoyeg HeTOAAAYEG, UTOPEL VO TPOKOAEGOUV 7O GOPAPES
OVLVETEIEG OTO UETABOAIGHO TOL YUAKOD KOl VA 08TYNOOLV GE S10POPETIKEG KAIVIKEG
EKONAMGCEL. ZVUTEPACUATIKA, 1| GLCYETION UETOAMAENC-QAIVOTURTOV Eivol GVGKOAN
KabdG 1 ovyvéTTa eugdviong g vocov eivor omdvia, €vd ot TePBaAAoVTIKOL

TAPyoVTeg paivovtal emiong va ennpedlovy ™V khviky motkhopopia®’.

XKOIIOX

Onoc mapovoidotnke ot PPAOypa@ikn avacKOmnon, LIApyel HEYAAn
ETEPOYEVELN OTIC METAAMAEELS KABDG KOl GTOVG QAIVOTUTOVG TOGO VA YEDYPAPIKN
neployy 660 Kar oy b mepoyy. Avtd éxel cav amotélecua va eugaviCoviat
apketéC eAAelyel otnv épevva, Waitepa oe TANBVGUOVG EAMMVIKNG KaTOy®YNG.
Emopévag 6130 ™G perémG autg eival va Sievpuvlei n avaivon Tov netoAAasemv
™m¢ vosov Tov Wilson & pio TEPIoyy MOV TapOLGIALEL LYNAT CLYXVOTNTA EUPAVIOTG.
Tnuavtiky kpifnke emiong M Swarpo@ikn  afordoynon opolvyotdv  acbevov,
OCVUTTOUATIKOV QPOPEDV TNG VOGO (ETEPOLLYDTES) KABDG Kat 0padag EAEYYOL VYDV
atopov. Eivon onuavtikd va avagepBel ot m Swatpogikn agloroynon dev Exet
HEAETNOEl TPONYOLUEVOS KOl OEV VILAPYEL oxetikn Pproypagia. EEicov onuavrikm

efvon 1) yeveTikn Kat 1 S10Tpo@ik) GLEBOVALLTIKY.
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H Kpn etvan avapeoa otig neployég e Evponng émov naparnpeitor vymin
ovvOTTA TEPICTATIKOV TNG Vvocov tov Wilson. Méypt ko TG péPEC UOg
KOToypapovial apketol Bdvatol, 1060 NMKIOPEVOV OGO Kal VEAPOV ATOU®MV Oond
avt] v acBéveln omv meppépelo Mg Kpnme. Kéamowor and tovg Adoyovg mov
ocvpPaivel avTO KON Kol OHEPQ, €ivol M EAAUTNG EVNUEP®OON TOL EVIOMIOVL
nmAnBuopov kabdg kat n opoaipatn cvlevén cvyyevav tpdtov Padbuov. Tavtoypova,
N omdkpuym ™G Vmapéng G AcHEVEIRG PE GKOTO TNV GMOPULYN TOL GTIYHATIGUOD
aTOV TOV avOpOTOV oTNV KAEIOTH TOMIKN KOw®Via, £YEl GavV OmOTEAEGUA Va
evteiveTol To TPOPAn Q.

Ta svprpata g napodoag PEAETG Ba PTOPEGOVY VO 6OGOVY OMOVTNGELS GE
oNUAVTIKG EpOTHOTA Kot Keva TG PipMoypagiag, 6meg: moto gival to péyebog g
ocvvoémTac TG vocov ot eAMVIKG mAnbucud, moweg eivar Ot METOARALES TOL
evromi{ovrat, KafDG Kat av LILAPYOVY YOVOTUTIKEG KAl PUVOTVTIKEG GUCYETIGELS O
vooo tov Wilson. EmutAéov, Ba evtomotovy Tuxdv S1ogopég ota enineda aAKol Kat
6EpOVAOTAGHIVIG OTOV 0pO HETAED TV QOPEDY KAl TMV VYDV, Kabdg Kat peta&d
TOV QOPEDV Kal TV achevdy. Inuavtiki, exiong, fa ivou n evpeon M un GLGYETIONG
petald mpdoAnyng  TOV StnTikoy  YaAKOD Kol EMUEO®V  YAAKOD - Kal
0EPOVAOTAAGUIVIIG GTOV 0pO TOV acOevdV, TOV QOPEMV Kal TNG OHAdaG EAEYXOUL.
Téhoc, ot mopovoa peétn Ba depevvnbel av ot acbeveig, mov Aaufavovv T
QPAPUAKEVTIKY TOUG aywyn, E£Yovv Ta embountd enineda YOAKOL ©TO aipo M
Bpiokovian ot kivéuvo EArEWYNG yaAko0 kol av To emineda S10pOopOTOI0VVIAL

avéhoya pe T SoaTnTIKh TPOSANYM YOAKOD.
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ME®GOAOAOTITA

AEITMA MEAETHZ

Xe opewvég meployés e Kpnmge kot cuykekpéve oto Nopd Hpaxhieiov kat
PeBopvov mapammpndnke avénuévn ovyvomra g vécov. Ilpayporomombnke
YEVETIKN avdivon oe 156 kotoikovg yio TV €vpect acBevdv Kol QOPEDV
(etepoluymtdv) ¢ vocov Tov Wilson o€ anopovouéveg opeveg meploxes. H Anym
PAEPIKOV QpATOG EYIVE TOPOLGIO WATPIKNG KAL VOCTAEVTIKNG OpAdaG, 68 COANVAKIO
ue EDTA. Iopaiqebnkav 5-10ml @Aefikod aiporog amd tov kabe KATOKO KOt
anofnkevTnkav otV Kardyuén otovg —20°C | uéxpr va Eexvioer N Sadcacia g
amopdvmeong tov DNA.

o ™ &iyvoon g vocov omoutnbnke tovidyiotov éva amd Ta KL
kpufpla: Ta doxtvridia Kayser-Fleischer, yaunid emineda cepovromhacuivig opov
Kat VYN NraTiky mepekTkoTTa 68 XaAKo. Eniong, anavténkav tovidyistov 500
omd T TAPAKAT®D SEVTEPEVOVTA KPITNPILL: VapEn OIKOYEVEIONKOV 16TOPIKOD Y1 TN
v6Go Tov Wilson, TLMIKEC VEVPOAOYIKEG KOl WUYLATPIKEG EKINAMGELS, TaPOLGia
NrATIKHG VOG0V, avopahieg 6to petaforoud Tov YoAK0D Kot cupPary pe T VOGO
nratikh woroloyia. H yevetm avéivon eykpibnke an6 v Emtponn Bionbwmg tov
Xapokoneiov IMavemotnpiov KaBdg ko and v tomikt Emrpomm Bionikng. Orot ot
LETEYOVIEG OTNV  EPEVVITIKT HEMETT  VTEYPOYOAV  CUHPOVNTIKO  eBEAOVTIKNG
GUULUETOYNG.

Metd ™V apolyio. aKoAOVONGE TPOCOIKN GUVEVTELEN pe TOvV Kabe
HETEYOVTO, EEYWPIOTE, HE OKOTO TN Srpogun Tov aglohoynon. Xpnowonombnkav

TPMUEPEC avaKANGEL 240pov, KabBmG Kat TPOTAAGHATO TPOPIU®V Yl TNV akpiPn
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KATAYpaPn TV aVaQePOUEVOV mocottov. Ilpaypatoromfnkay aviporopeTpikéc

UETPNOELS, DYOVG Kot BApoug.

YAIKA KAI MEOGOAOI

MMAAXTIKA-TYAAIKA

Ta mlootikd mov ypnowonombnkav eivar cwAnvéaxie Falcon tov 15ml,
TAMOTIKEG TéTeG piog xpnong twv 5 ml, axpogiow (Greiner) tov 2 pl, 100ul,
1000ul, coAnvaxio Eppendorf twv 1,5 ml,0,5 ml xou 0,2 ml.

Ta yvahikd mov ypnoomomonkay, eniong, ivar moTAPlo (ECEMG, KMVIKN
@16AN Tov 200 ml oykoperpwoi kvAvépor 25ml, S0ml, 100ml, 500ml, pmovkdA

Boro twv 50ml, 100ml, 500ml, 1000ml.

MHXANHMATA

Ta pnyaviuote wov ararrnénkay ivat GuYOKeVTpog Eppendorf centrifuge
5810R, véatorovTpo Memert, roller (Stuart Scientific Rollers SRTI), unyavnuo PCR
Primus 96 plus—NWGAGBIOTECH, avadevtpoag Nuova-stir plate, vortex IKA
minishaker MSI, pHpetpo microprocessor pHmeter, WTW Ph 537, Cuyopid axpipeiog
Gibertini , cvokevl} NAEKTPOPOPNOTG, OVTOUATES mnéreg Gilson 2ul, 20ul, 100ul,

200pl, 1000ul, TPOOSOTIKO niextpopopnong, Barapog UV.
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AIIOMONQXH DNA

H amopdévoon tov DNA wpaypatonomnke and ta Aevkd aipoc@aipia tov
aiHaTOg TMOV KATOIK®V TOL GLUUETEAV 0T PEAET cOuPVa pe T peBodoroyia Tmv
Miller et al (1). H 6An 6wdwkacia amopdvmong éxet didpketa 2 NUEPEG:

1" nuépa

Agvka kdTTapa mov avrictoyovv ce 10 ml oAkoV aipaTog PeTaQEéPOVIaL G
TAGTIKO amootelpwpévo coiva Falcon tov 50 ml. Zta xuttapa mpootifetor péypt
70, 40 ml pvOuoTIKG Srddlvpa Avong Twv epubpdv aposeapiov (EL Buffer, El: 150
Mm NH4CI, 10Mm KHCO;, | Mm EDTA, Pn 7,4). To aiopnua tov Kuttdpov
napapével  otov mdyo yoo 20min pe TAKTIKA ovadevon yu ™ Avomn TV
£PLOPOKVTTAPWV. TT1) CUVEXEW TO cudPNuA PUYoKevTpeitar otig 2000 rpm X 10min
Ko omopokpvveral to vrepkeipevo. H dwdikacia avt emavorapBaverar yua 1-2
POPEC EMC OTOVL TO N TVPHVOV va Eivol KoTd TO dUVOTOV OmAAAAYUEVO OmO
npoopifelg epufpdv oposapiov. To inua Tov Tupvev dwivetar akorovbwg o 3
ml Swhdpatoc Meng tav mupivev (Nucleus lysis Buffer NL : 10 Mm Tris/ HCI, 400
Mm NaCl, 2 Mm EDTA Pn 8,4). Zto evaidpnua npoctifetar S0 pl mpoteivaon K (20
mg/dl) xar 150 pl 20% SDS xau ta. Seiypata enmalovral OAOVOKTIO GE VOATOAOVTPO
otoug 56°C.
2" nuépa
To Sefypoto QmOMOKPUHVOVTAL 00 TO VEATOAOVTPO Kal UETAPEPOVTAL GE TAQGTIKO
ocoMva Falcon tov 15ml. Xe kabe detypa, mpootifetar otn cuvéxeia 1 ml NaCl 6 M
ko To Setypata avadevovron Blawa yio 15-20 sec. Xtn cuvEéxela yiveTal QUYOKEVTPNON
yio 10 min otic 3000 rpm, Pioun avadevon yio 15-20 sec ka EMAVOPLYOKEVTPN O,

OO KaL TPOTYOLUEVEMG, TPOKEUEVOD VO KATOKPTUVIGTOVV Ol TPWTEIVES. To kaBapd

26



O1VYEG VIEPKEINEVO KaBe Oetypatog mov mepiEyel to DNA petagépetal pe yodivn
Pasteur oe kaBapod cwAnva Falcon twv 50 ml. Etn cvvéyeia npootifetar 2,5 popéc o
6yxog Tov drAvpatog andivt aBavorn. To DNA mov yivetar evdidkpito uetd
npoctnKn ¢ abavoing decuevetar pe muméta Pasteur. To DNA Eemhéveton apkeTég
QOopEG pe gpPdmTvon Tov oe drdAvpa 70% aifavorng Kal aPHVETOL VO GTEYVMOGEL GE
Beppoxpacia dopatiov. AkorovOwg Staidetar oe pikpo o6yko (300 — 500 ml)
doivporog TE (Tris/ HCI 10 Mm, 0,1 Mm EDTA, Pn 7,4). Ta éetypata tov kaBapov
DNA @uMiccovtor otovg 4°C a@ov TPONYOLUEVMS YiVETAL TPOGOIOPIGUOG NG

GUYKEVIP®OTNG TOVUG UE PWTOUETPTON.

ANAAYZH AAAHAION ME AAYXIAQTH  ANTIAPAXH THX

MNOAYMEPAXHX (PCR)

Meté v amopévoon akolovdel epappoyn g uebodov PCR (Saiki et al,
1988). Amotelel o véa e&EMEN oty texvoroyie Tov DNA mov €yel tepaoTieg
emmrdoelc ot Syvootky. H pébodog eivar eSarpetikd evaictntm kot emTpenet Tov
noMomhaciacpd poc pikpfic oAAnlovyiog DNA an6 éva molvmAoko uiypo.
[Mpdxerron yioo pio avtidpaocn nolvueptopod, N omoia piueitat in vitro Tov TpOTO pe
Tov omoio ta évlvua tov mopiva (DNA moAvpuepaces) aviypagovv 1o DNA tov
xuttépov. H oaAAnlovyie onTh XPNOWOTOIEITAL V1o TO oxedaopd dvo cLVOETIKMOV
OAMYOVOUKAEOTISI®V, EVOG GUUTANPOUATIKOD TPOG TO 3'GKPO TG HI0G aALGId0C TOV
DNA kot €VOC GUUTANPOUOTIKOD TPOG TO 3’axpo ™G GAANG aivoidag. Ta
oAyovovkigotidi avta pfxovg 20-30 Bacemv xpNOOTOOVVIAL MG TPOTAPYIKA

TUApoTo, (EKKIVITEC, primers) yia TV in vitro cOvbeon DNA ka1 oproBetovv ta axpa
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70V TEMKOV TTPoidvtog. To Eviupo mov ypnoiponoteital Yo TOV TOALUEPIGUO Efvat T
Taq moAvpepdon, n omoio amopovdverar and 1o Oepudeiro Pakmpio Thermus
aquaticus xai etvar avBektikny otig vwmAég Beppokpaciec. H molvuepdon vt
epeaviler ™ peyohitepn evepydtnta moAvuepopol otovg 72 °C, evd mapapével
evepyn o€ Oepuoxpacia péyxpt 95°C. H teyviky ¢ PCR meprapfdaver T KukAkn
EMAVOANYT TPLOV OVTOPACEDV:
8 Amoddrtaén (template denaturation). To dikhwvo DNA amodiardccerar ce
HoVOKAmVES alvoidec oe vymAn Beppokpasia (94-96° C).
28 Yvvdeon exkvnrdv (primer annealing). Ot 6vo ekKvnTég GLVOEOVTOL UE TIG
GUUTANPOUOTIKEG TTPOG OVTOVG aAANAOVYiEG mov Ppickovian 6Tig 6vVO AAVGIGEG TOV
DNA. H ovUvéeon avut mpaypatonoleitar o€ Oeppokpacio mov efapraral
ATMOKAEIGTIKA amd TNV GAANAOLYI0 TV EKKIVITOV.
B Emypnxuvon (primer extension). £10 6ta610 autd yivetar cvvBeon DNA pe
emuAKLVON TOV eKKWVNTOV Katd v 5'-3'katevbuveon, ypnoyomowdviag Ta
voukAgoTidio mov Ppickoviar 610 SdAvpa Kot £XOVTAG ™G KAAOUTL TIG HOVOKAWVES
ahvoideg Tov DNA. H avridpacn moAvpepiopod korodvetar and v Taq DNA
TOAVUEPGOT] Kl TPALYLATONOEITAL 8 Beppokpacia TG
4. Ot veoouvtifépeve oAvoideg amodiatdccovrar ava kar o1 HOVOKAMVES
oAoidec emavavPpidilovrot e TOVG EKKVITEG Kl O KOKAOG auTOG emavaAiapBaveTal
25-35 gopéc.

To k0Opro mPOioV TNG eKBETIKNG oVTNG avTidpacng eivar Eva SikKAmVo Tunua
DNA 7100 0moiov 0. Kpa opilovral omd Ta 5'akpo TV EKKVITOV Kat £XEL HiKOG 160
ue v andotact v exkwvntdv. To mpoioy mg PCR ypnowonogital 6Tn GuvéxE

Y100 TN HEAETT TOL TUTHATOG TTOV TOAMOTAACIACTIKE.
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Ta avtidpactipra wov Oa ypnooromBovv yio Ty PCR, yia tov evromiopd
mg petedraéng Q289X oto £6vio 2¢, datnpovvon oe Bepuokpacio —20°C kat efvat
T0. akdAovba:

= 3 ul buffer MgCl(10x)

= 6 pl 5xQ-Solution

= 0,3 ul Tag DNA moAlvpepdon

= 0,6 Wl dNTP’s

= 0,6 pl primer L (left primer-apiotepdg eKKIVNTHG)

* 0,6 pul primer R (right primer-8e£16¢ exkkivng)

1 ul DNA

17,9 ul H,O

Zuvolikdg 6ykog 30 pl

Ot EKKIVI|TEC IOV ypT|cLLoTomOnKay fTav ot:

Forward: 5° — GTA AAT GAC ATG GGA TTT GAAG -3’

Reverse: 5° — AGA ACT GGA AGA CCT GTGATCT -3’

H S1adwacio e PCR yiveta oe eppendorf twv 0,2 ml g e&ig:

1. Apykéd mapackevalerar piypa 7ov amoteAeital amd TA  MOPOTAVED
avTISPAcTNPIa GTIG AVTICTOYEG TOCOTNTES, T omoio kaB’ OAn ™ ddpkew TG
Sudasiog Swrnpodvrar oe nayo. H mocomra and 10 KGBe avTidpacTnplo
ToAMamAacGleTal pe Tov apud tov detypatwv ota onoia Ba yiver PCR, cuv
évaL EMUTALOV, OE MEPITTOOT] OMMAELG. To piypo avadeverar ce Vortex kot
Sampeirat o€ Tayo.

2. Xe xdOe eppendorf torobetovvton 29 pl omd To Piypo IOV ToPACKEVACTNKE.

3. TomoBeteitar 1 ul omd xabe deiyna DNA ota eppendorf kar yivetat

(QUYOKEVTPNOT).
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4. TomoBerovvtar Ta eppendorfs oto unyavnua ™m¢ PCR xat mpaypatorotodvial

T0. aKOA oo oTAdWL:
BAua 1°: 95°C y10. 10 min
Brjua 2°: 95°C y1a. 1 min
BApa 3°: 57°C yua 1,5 min
Brjua 4°: 72°C ya 1,5 min: ta. fApara 2,3,4 x 32 Qopég
Bnua 5°: Anofrkevon otovg 8°C
H Swdcacia katoriyet o Tpoiov PCR 429 bp.

I'o Tov evromopd g perddrogng p.I1148T, axohovbeirar moapopola
Sdacia pe ™MV mapandve, ardid 1o e£6vio 16 eVicyETOL pE TOVG EKKIVITEG!
(Forward: 5> — GCT GTT AAA AGG ATT GCA TGG - 3’, reverse: 5 — AGG
AGG ACT CTT TTG CCT GA - 3°). Ot cuvbnkeg g PCR frav:

Bnua 1°: 95°C yw 10 min
Bnua 2°: 95°C yw 1 min
Brua 3°: 60°C yw 1,5 min
Bripa 4% 72°C yia 1,5 min: ta fripata 2,3,4 x 32 @opég
Brjpa 5°: Amobnkevon 6Tovg 8°C
H S1adkacio katariyer o€ mpoidy 300 bp.

TNa tov evromiopd ™G TOAPEPUNVEVGIUNG petédhatng p.G1176R oto e&ovio
16, axohovBHBNKe 1 d1a Sudikacio pe TOPATAVE, KE T1 SPOPE OTL O1 EKKIVITEG
fitav: (Forward: 5’ — TGA CAG ACC ACG AGA TGA AAG G - 3’), (Reverse:
5° _ TGG AGC CAG TGG AAA GAA TG -3’) Ka10T0 4° Buo 1 Beppoxpacia

firav 61° C. To wpoiov mg PCR Nrav 235 bp.
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EAEI'XOZX PCR

O éleyyog ™G emrvyiag yivetar pe MAEKTPOPOPNOT TOV MPOIOVTOC GE
mxTopa ayapolng 1%. To mikrtopa avtd nepigyxel Ppopovyo wbido (EtBr)
10mg/ml, to omoio &xer v WidTa va Qwo@opiler oto vrepiddeg wc. H
nAekrpogopntikny wavommta tov DNA katd pnkog tov mnkrtoudtov efoptdtal
Kupiog amd 10 popokd peyebog tov DNA kot ) cvykévipwoon g ayapoling. H
ToOTNTA HETAKIVIIONG EIVOl AVTIGTPOPMG AVAAOYT TOL UEYEBOVG TOV KAAGUATOV
DNA nAektpo@opolvial, Kol OVIISTPOPMG aVAAOYT TG GLYKEVIP®ONG ayapolng.
XPNOWONOIDVTIAS TNKTOUOTA  OPOPETIKAOV — GUYKEVIPOGEDV — UTOPOVME VO
Swywpicovpe éva peydho gopog peyebdv DNA. Me cuykévipoon 2% yiveto
Sropiopdc ypappukodv tunuatev DNA pixovg 3-3,1 Kb. H dwdwasia g
NAeKTPoPOPNONG EXEL WG EENG
1. IMapackevdletar TNKTOUO oyapolng pe avapién oe kovikn @uAn 50 ml
Sivparog TBE apatwpévov kai 0.5 gr ayopolne. H kovikn petagépetatl 6 ¢ovpVo
pikpokvpdToy Kar feppaiveton dote va Statvbei n ayapoln Kot vo TPOKVYEL S1aVYEG
didAvua.
248 A@ov kpL®GEL TO S1dAvpo npootifevran 3 pl Bpoutodyo cdido 10 mg/ml.
3 To S1dAvpo YOVETOL OTO EKHAYEID TNG NAEKTPOPOPNONG, APOD TPMOTA. EXOVV
Tomofefei oe aTO E1BIKA XTEVILL, Ghote va dnuovpymBodv “onés”, kabmg mlet T0
gel mg ayopolns. Zm GUGKEVT TG MAEKTPOQPOPNONG Kol 7AV® amd 1O gel
npootifevron 250 ml pLOUIGTIKOD Swdvpatog TBE aparopévov.
4. Méypr va méet to gel (20 min) npoerowdlovral ta delypoto yuu mv
niextpopépnon: Ze eppendorf romoBeTovvial 10ul and to mpoiov mg PCR xat 2 ul

xpootiknc (Gel loading Dye).
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51 Agov méer to gel petapépovian oe kGfe o avTov Eva Omd TA TAPATAVED
detypata mwov avapiybnkav pe m ypootiky. Le pio and 11¢ onég Tov gel Tomobeteitan
évag papropag tov 8ul (DNA ladder, 50-1000bp).

6. H niextpo@opnon yiverat ota 150 Volts yia 20 min wepimov.

7 Metd 10 T€hOG TG NAEKTPoPdpNoNG TO gel mapampeitar oto vrepiwdeg. H
vrapén LOVOV GUYKEKPIHEVOL PIKOVG vtodnAdvel 0Tt 1) dwadikacia g PCR éyve pe
emruyia. To pAkog kGbe (dvng vmoroyileron pe cOyKpion TG HE TO HAPTLPA, O

omoioc amoteleiton amd koppdtio DNA cuykekpuévov unkovg (DNA ladder).

INEYH ME ENAONOYKAEAXEX IEPIOPIEMOY

H néyn yivetor oto mpoiov mg PCR pe oxomo v aviyvevon
nolvpop@iopdy. H Swdwacia mepihapPaver m néyn tov DNA pe évloua
TEPLOPIGHOY, Ta, OMOT0, avoryvePitovy EBIKEG aAnhovyieg tov dikAwvov DNA. To
£viupo mov ypnoyomomAnKe yio T perdialn Q289X eivar ro Mse I. H dwdwacia
™m¢ TeEYMG eivan 1 €ENG:

Huépa 1"

I IMapoackevaleTal uiypo mov repiéyet 1,5 ul puBpiotiko dkvpa (bufter), 0,25
ul BSA, 6,45 ul HO ko 0,8 pl Mse I (4000U/ml) TOAMATAAGIACHEVQL HE TOV apBud
TV Serypdtov ouv £va Yo Vo KahvpBovy TUXOV amdhreeg. [tveton avadevon oe
vortex.

2, e eppendorf 0,5 ml TomofeTovvTOL 6 ul mpoiovrog g PCR xar 9ul and o

utypa mov mpoetopaotnke. Iivetat @UYOKEVTPON Yl KalvTEPN AVAdEVST.

3! Endaon otovg 37°C yo 16 GpEC.
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Huépo 2"
1L dridgyvetar gel ayopolng 3% pe avauén 4,5 gr ayapolng xar 150 ml TBE
ApUIOUEVOL GE KOVIKH @1aAn. To piypo Bepuaivetal G& QovPVO HIKPOKDUATOV HEYPL
va S100el 1 ayapdln Kat va TPoKOYEL dlavyEg S1GAVHA.
2 HpootiBevion 9 ul Bpwpovyxo abidio kot akorovbeitar 1 dwdkasio 7OV
TEPTYPAPTIKE TLOPATAV®.
3 Ye eppendorf avapryvoovrar 10 pl and to mpoidv meymg Kar 2 ul xp®OTIKNG
Kat yivETo QUYOKEVTPNOT Y10 KOADTEPT oV,
4. «PopPTHOVOVTOY TO. SEIYIATA OTIG OTEG TOV gel xa1 akohovBei nAekTpo@opNoN
ota 150 Volts yio pio dpa mepinov.
S To gel mapotmpeitar 6To VIEPLDSES.

To &v{vpo moL XPNCOTOLEITAL Y10 TN petdArobn p.I1148T eivar to BseNI,

evd 1 Sradikaoia etvar o pe mv TOPOTAVO.

LTATIZTIKH ENNEEEPTAXIA

Agob olokinpmbeil O EPELVNTIKO  TPOTOKOAAO, Bt npaypotomomOel
otaTioTikn enelepyacio TOV QTOTELEGUAT®OV, GO TO CTATICTIKO TakETo SPSS 10.0
for Windows, 1999. H enefepyacia tov TpUpuEp®V avakAcemV 24mpov Ba yivouv

omd 1o mpdypoypo. Nutritionist five™, Version 2.2, 2000.
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ANTOTEAEXMATA

Ta amoteréopata g Tapovoag HEAETNG, OmOKGALYAY VYNAT GLXVOTNTA TG
vocov tov Wilson e éva pikpo, opevo ympio Kovid oty oA tov HpakAgiov ot
viico Kpnm. Zdpewvo pe mv tomkn totopia, oTig apyéc tov 20” aibva
gYKataoTddnkav o610 Topamdve xmpo, Tpelg owoyévele. H katayoyn tov 600
OIKOYEVEIDV TPOEPYXOVTIAV amd TNV TOAN TV Avoyeiov, evd N pia omd auTEg
Kotdyovtav amd T Mikpa Aocia (ewova 1A, 1B).

Mo va extipundei n cvyvoTTA TG VOGOL GE QLT TNV TEPIOXT], EPELVIONKE O
ap1OUOC TOV YEVWHGEMV GTO Y®PLO Katd T SidpKela TV TeAevTainy 25 eTdv Kat o
ap1Opog TV achevdv pe voco tov Wilson yia o 1610 ypovikod Siacmpa. Ta €8 amd
ta 90 Bpéen Sayvdotmnkav ©g acbeVE, GLVOTNTA TOL TAPOVLGIALETAL OG M 7O
VYMAY Toykooping. Avo amd Tovg acbeveis apvibnkav m GUUUETOYN OTN HEAETY.
Ymv mapovoa perém), Ehafav puépog ot 3 Ndn Sayvechivieg acBeveig, Bpednkav 22
QOpEic, evid o1 vIEOAOUTOL TOL CLUUETEIXAV PpébnKay VYIELS.

Efetaomke, pe TG YVOOTEG pueBodoug, yio uetarraéels to yovidio ATP7B
6TOUG TPElC acbeveic pe voco Tov Wilson. Ot 800 amd avtovg frav adépia (adepPOg
Kol adep@n}), TOL TPOEPXOVIAV OO opoaipotn cVEELEN TV TPOYOVOV TOVG, Om®G
TOPOVGIALETAL GTO YEVEAAOYIKO 8évdpo (ewova 2). H yeverikn aVOAVGT] OTOKGAVYE
ot1 Ko o1 dVo frav opoluyot Y MV avepunvevoyn petéAraln p.Q289X (ewova 3).
To xopitor (VI10) mapovciace oTnv nAikia TOV 6 TV KOTMAKO TOVO K EUETO,
TayEi TPOOSEVTIKY TTATIKY OVEMAPKELX, TOV YPERLOVTIOV GUECT] UETAUOCYELON

fraroc. EmmAéov, epgavile Ta KAOGGTKG, PLOYNHIKG KL KAVIKG XOPAKTNPLOTIKG TG
vooou tov Wilson (mivaxag 1). Qotoco, dev mapovsiale ta doxruAidio Kayser —

Fleischer, votepa and e&étaon He gdun AMapma omd eKTOIOEVUEVO OQPOAALOAOYO.
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Imv acBeviy xopnynbnke D-mevikilAapivn, evd to nrotikd éviopa frav: SGOT
(ASAT) 440 U/L, SGPT (ALAT) 720 U/L. O xoAk6g opov Ppédnxe 34 mg/dl
(puororoyikég TiéG:80-155 mg/dl), evd 1 sepovromhacuivn opov Ppédnke < 7 mg/dl
(puooroywkég Tég: 21-50 mg/dl). H otoroykn eéétacn tov Nmatog amokGAvye
HOKPO-KUGTIKY] OTEAT®OT, OAAL O)L VEKP®GTN, QAeypovn, ivoon, Kobdg ovte
Kippoon. H cvcodpevon tov yakkod oto Nmap fMrav onupoviikd avénuévn. Ta
enineda TOV NRATIKOV NG eVOOUOV Kot TN S1GPKEW TNG QAPUAKEVTIKNG Oy®YNG,
KaBopilav pa actadn KAvikn voco.

O uwpés g adepeodg (VI-9) Ppébnke, emiomg, opodlvyog Yo Vv
avepunvedoun petdiroln p.Q289X. Katd m didpkein plag egétaong oe niia 6
etOv, 10 mudi Ppédnke yhopo kar wrepwod. Kotuaxn efétacn omoxdaivye mv
brapén nratopeyoriag kor yniagntod omiiva. To gvpnuata amd VELPOAOYIKT|
ekétaon NTav QUGIOMOYIKG, eV GEV LITPXAV evdeifelc NroTiKg eyKeQaionadelag.
Emmhéov, 1o mardi Sev mapovsiale ta dayrvridwn Kayser — F leischer. Ta enineda Tov
xohkob 0pol frav avénuéva oto 44mg/dl, evod Ta eninedo TG GEPOLAOTAAGHIVIG
frav pewpévae oto 3mg/dl. Etov acBevi xopnynonke D-mevikitAapivn, op1do&ivn
Kol ompovoraxtovn (ewova 4B). Eexivce, emiong, dionto TEPIOPIGUEVN GE YOUAKO.
To maidi efye moAD oMuAVTIKN Behtimon péca GTOVG gnopevoug unves. BéPaia, M
Bloyia fratog amoxdivye Mrdong dwbnon Tov AMOTOG Kot HETPLOL TPOOSEVTIK
mokaia tvoon.

O tpitog acheviic, Eva veapo ayopt 15 etdv, Bpédnke va eival GLVOVAGHEVOG
e1epoluYMTNG 1o TPEG HETAAMALELS, T1 p.Q289X/p.11148T/p.G1176R. O veapdTEPOG
tov frav etepoluydmg  (popéag) v TG HETOANGCELS

VYMG  adEPPOG

p.I1148T/p G1176R, evid 1 vyig HNTEPQ TOUS TTAY etepoluydmG Y10 T HETAANALN



p-Q289X. Emopéva, ot petodriteg p.I1148T kar p.G1176R éxouvv khnpovoundei
TOVTOYPOVA, OTMG TaPOLSIALETal 6TO yevearoykd 6EvEpo (etkdva. 5).

H duryvoon g vooov £yve oty nhikia tav 6 etdv Tov naidov. Ta ernineda
70V YoAko¥ 0pov¥ firav 32 mg/dl kar Ta enineda TG cepovAomAacuivng fitav 4 mg/dl.
Ztov acBevny yopnynbnke D-mevikildapivn (250 mg/muépa) kor Prrapivn B6 (25
mg/efdopada). E€arriag g peyding avénong tov tpaveapvacaov (SGOT 197U/L,
SGPT 435U/L, yGT 157U/L) voonievtke o€ KAMvVIKN Kat dakommke 1 Oepaneio pe
mv D-revikiMhapivn. Eredn 1a enineda tov nratkov eviopov cvvéplov va
av&avovtan (SGOT 337 U/L, SGPT 587 U/L, yGT 175 U/L), petd and d0o efdouddeg
enavayopnymonke Oeponeia D-mevikildapivig (25 mg/ nuépa) pali pe xoptilovn
(3x5 mg/ muépa). ‘Evo pmvé petd kar agod avénbnke ctadiakd n 66om g D-
nevikdAapivig oo 125 mg/ nuépa, 1 KA Tov Kardotacn ctabeporombnke Kot
0 ENINES A TOV TPAVGOUIVOCHV peEdBNKay (Eova 41).

Mio GAAN yvvaiko V4 6nog goivetar amd To yevearoyikd 6€vopo elye Eva
noudi ov KaréAnEe oy nhkio Tov 10 g1V To 1986 and oeia Nratki avenapkeld,
ekarriac ™mg vécov tov Wilson. O cbluydg G, mov KatéAn&e amd KopSaKTm
TpocPorn kar fitav adep@og Tov V9, mpénet va. fTav 0 POPEAG TNG AVEPUNVEDCIUNG
uetdAratne p.Q289X. Qotdco, o YEVETIKOG €AEYXOG Y100 TNV EVPECT TNG id1ag
netdAhalng om yovaika V4, é6eile 0Tl dev v eixe. T Tov Aoyo awto, avarvnke
OAOKANpPO TO Yovidd g, KaHDG Kar TV YOV NG (V13 xou V15) xar étot
avakahoeBnKe 1 petddlagn c.398delT, mov péxpr Tdpa dev eixe avagepBel
Suvoyiloviac Ta mopamave SeSouéva, EYVE M vroBeon Ot To moudi mov KateéAnLe

and ™ véso tov Wilson, frav GUVEVAGHEVOG ETEPOCLYDTNG Y10 TG METOANGCEIS

p.Q289X/ ¢.398delT.
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Onwg Nén avaeépbnke, M yevern avéivon Sievepyndnke oe detypa 156
aTOp®V, €K TOV onoiwv ot 3 Bpébnkav acBeveig, o1 22 @opeic ™C vocov Kar ot
VOAOUTOL VYIEIG. X& 46 GUUUETEYOVTEG OTN PEAETN Eyive HETPMON TOV YAAKOD 0pODy
Kot cepovromhacpivng opod kabhdg kar Satpogiky a&ordynon (3 acBeveic, 13
gopeig xar 30 vyieis, og opdda eAfyyov). Ta YeEVIKG YAPAKTNPIGTIKA TOVG
TOPOVOLALOVTAL GTOV TAPAKAT® Tivoka (2).

IMivaxag 2. T'evika yapaxtnprotika Tov deiyparog (N=46).

Agiypa Hhwia (€m) Agixtng palag sopartog (Kyp/p’)
(n.o. £ St.D) (n.0. £ St.D)

AcBeveig (N=3) 20+5 23,06 + 1,7

®opeic (N=13) 37,7422 2593 +43

Yyieic (N=30) 252 +17 23,07 + 4,69

210 mapamdve Setypa Sevepyndnke Swrpoeum oforoynom, agol eixe
nponynBei 1 avéxAnon 24dpov LoV nuepdv. Ta amoterécpata mOL TPOEKLYAY,
660V aPOpPa T0. PUCIKE HAKPO- KAl HIKPO- BPENTIKG GUGTOTIKG TAPOVGIALOVIAL GTOV
TopaKaTo Tivaka (3).

Mivakag 3. Awarpogukn atordéynen tov deiypatog (N=46)

AcBeveic (N=3) ®opeig (N=13) Yyueig (N=30)

(n.0. £ St.D) (n.o. £ St.D) (n.o. £ St.D)

Oeppideg (Kcal) 2127 £ 661 1860 + 831 1783 £ 692
% Mpotsivy 1755 5.6 163 ~E5108 13,9432
% Ydaravp. 40,7 0,1 402 +4,9 438+94
% Aimog 42,1 %32 42,1 +4,7 434+9,1
Dutikég iveg (yp.) 5125103 18,6 £ 9,6 17,4 £ 7.0
AcBéoTio (mg) 781 + 174.8 618,7 + 426,9 734,2 +464,5
Birapivn E (IU) 10,3 +2,4 14,2 + 5,86 12,1 +10,6
Birapivn B (mg) 1,8+ 1,0 1,74 0,92 1,29 +0,68
Yeudapyvpog (mg) 11,8+8,1° 10,53 + 5,83 7,9+3,7
Xalkdg (mg) 1,23+£0,5 3,37+4,6 1,64 £1,19

“P=0.048

*P=0.044

°P=0.043



Onwg QoiveTal 6ToV Tivaxa, 6gv BPEBNKAV GTATIOTIKA CUAVTIKEG S1POPES
omVv mpoéchnyn Beppidwyv, 6T0 TOGOGTO EVEPYEING TPOEPKOUEVO and vEuTAVOpPaKES
ka1 AMinog, ot Prapivn E, oy mupdo&ivy (Brrapivn Bs), kabbg kot oV pocinym
S ko) yaAkod. Qotdco, Bpébnke oTATIGTIKG GNUOVTIKY Glpopd HeTald Twv
POPEMV KL TOV VYWDV 6TV TPOCANYN EVEPYELAG TPOEPYOUEVT OO TIG TPWTEIVES.
Emmhéov, 1 mpdoinym wevdapyvpov Ppebnke vo Stapépet GTATICTIKG, ONUAVIIKA
HeTafD TOV acOEVOVY Kal VYDV Kat LETASD TMV PopEMV Kot TOV VYV, Ot avaiicelg
TPOEKLYAV amd TN GUYKPIOT) TV HECOV HE TN yprion tov Independent Samples T
Test pe opddo. EAEYYOL TOVG VYIEL.

Ocov agopd oTn TPOSANYM SroutnTikod yaAkov, @aiverar OTL o1 acBevelg,
opoimng kat ot VYiElg TpocAapBavovy HIKPOTEPT] TOGOTNTA A0 TN GUVICTOUEVT], UE
TMOVOTNTOL VO TAPOVGIACOVY EAAEWYM. Ot @opeig de, paiverar OTL npocAapPavovy
peyoAdTepn mocoOTTAL QO T cuvictopevn (2 mg/ muépa). o T0 AOYO oTO
akohovOnoe pétpnom Tov xoAkod 0pod Kat TG oepovlomhacpivig opov, dCTE va
ektymBel 1 S1TPOPIKT  KATACTAGT  TOV atopmy. ETOV  MAPAKATO  TVAKO
amekovilovTal To, ATOTEAECHOTO TOV HETPAOEDV (TTivaKag 4).

Mivakag 4. Enineda yorxov opov Kat G£pOVAOTAAGHIVIIG 0po? 670 deiyna

Dopsig (N=13) Yyeig (N=30)

AcBeveig (N=3)
(n.o. = St.D) (n.o. £ St.D)

(n.o. = St.D)

Buoynpikég perpfiosig

Xarxko6g 0pov (pg/dl) 17,0 £8,0 11058233 317 2E 27

DADNTER 0% 233,1 £45,6

Tepovromhaopivi opovd (mg/l)

Ocov agopt 10 YOAKO opov, Ppébnrav GTOTIOTIKG OMUAVTIKEG S10QPOPES

petald tov oacbevov Kar TOV QOPE®V (p=0,000), perald TOV acbevov Kat

VY1OV(p=0,000), KaB®OG Ka petaly OV PopEMV Kal TOV vywdv (p=0,035) . O yaxog

0povy, pdMoto TV acOeviv, PpeEdNKE eEQIPETIKA younAog oe ox€omn Me Tig

guolohoyucég T (70-140 pg/dl yro ToVg avdpeg xat 80-155 pg/dl y1a TG YUVOIKEG).



Inuavtikod etvar to gvpnua, 0T 0 Popéag pe TN dwAn petddraln (IV2), napovsiace
oA younAd emineda xoAkoO (62 pg/dl), kabdg war mOAD yapnAd emimeda
cepoviomiacpivng (147 mg/l).

H oepovlomlacpiviy opod PBpébnke va Sw@épel onuavtika petald Twv
acBevdv kat Tov eopéav (p=0,000) kar petakd tev acBevov kat vyiov (p=0,000),
Hetd amd cvykpion tov pécwv pe Independent Samples T Test. Enueidveran o1t ot
QUGIOAOYIKEG TIIEG TG cepovAomiacuivig 0pod eivar 200-600 mg/l. EZnuovtikd eivat
10 edpnua 6Tt o1 6 Qopeig and Tovg 13 mov pekeTnONKoV (to 46%, dniadn TV
POpEMVY), eV TopoLsialoy GUCIOMOYIKEG THEG XOAKOD, Eeixav 1Bitepa yapunAd
eninedo cEpPOVAOTAAGHIVIG 0POY, KAT® TV GUGIOAOYIKDV OPimV.

Enutléov, 8ev mapampiONKe GULCYETION UHETALD TpOSANYMG ST TIKO
yakkov kat xakkod opov. Opoing, Sev Ppédnke cvoyétion SoTnTikoy yoAKOD Ko

GEPOVAOTAAG VG,
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TYMIIEPAXMATA

v nopovoa perém Siepevviibnkav o petoAddtes mg ATP7B TPWOTEIVIG,
nov mpoépyovtar omd e opewviy mepoy g Kphing. Emiong, o&oroynbnke 1
S10TPOPIKT TPOSAMYT TV ATOU®OV UE T1 VOGO TOV Wilson, tov @opénv avtg kadmg
kot opddag eréyyov. Ocov apopa Tig HETOANGEEL, péXPL mpOGPaTA EXOVV avopepOet
250 Sw@opetikés, amMOKAAOATOVIAG T peydn etepoyéverd tovg. Qotodco, &ival
aKOun TMOAD Afya YvOOTA YK TA AEITOVPYIKG, OMOTEAEGHOTA TWV TEPICCOTEPMV
uswm&:a)v“. SMV Topovca  MEAETH  EVIOMICTIKAV 1E00EPL;  OLPOPETIKEG
petadrdlelg mov TPOEPYOVTOV OAEG omd aceveic pe voco tov Wilson ou onoiot
S1épevav ot idia tepoxn. Avéyect. Toug ot dbo frav TOPEPUNVEVGIUEG PETOANILE
(p.I1148T xon p.G1176R), n pio, MTOV OVEPUNVEDSIUN (p.Q289X) xou n TEAELTAI
firav 1 (c.398delT). Ot perorradels p.Q289X kou p.I11148T éxouvv EVTOTMIOTEL KO GTO
TapeABOV GE AVAPEST OE TOUN eAMnvikoD TANBLGHOD EVO N p.G1176R evromiCetar
Y10 TPDOTY QOPa o€ OElYHN ehnvikod mAnbucpov. H ¢.398delT amotehei perédiadn
7OV AVaPEPETAL YIO TPAT @OPEL TLALYKOSHIEG. YymM cvyvomra GAAov petoAAIEEmV
g vooov tov Wilson, Kupimg ¢ p.H1069Q éxgr mpdcpata neprypapdei o€ GAAEG
TEPLOYEC TNG Eupg’)m]g”, H pevedodn p.Q289X &g, emiong, MO mepypagbei oe
acOeveic pe Zovndikn mtowmyv']“. Enui\éov, dev Eival YVOOTEG OL GUVETEIEG TG
p.G1176R petddAiagng oTov PAVOTUTO TOV acBevhVY, Kabmg dev VIAPYOVV NHEAETEG
7OV Va TapovcIiovy auTh M petdMadn wg my aptyn amoloyia yia my mpoxinen
™G vOooL VR THV VTOSEICVVOLV MG EVAV TOALOPPLOHO.

H cvvimapén tov 500 TOPEPUTVEVGIUOV perodratewv (p.11148T/ p.Gl 176R)
6. Tuvovaopivol ETEPOLUYRTEG OV PEPOLV TPEIG

avagépetar emiong yia TpAOTN Pop

uetalAaLerg Exovv avagepel xat ot 6o yovidin kaBdg xat oe noforoyieg GAADV
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voowv, Omwg oto yovidilo Tov vmodoyfe g LDL  omv  owkoyevn
urepyoAnotepohowia. Tétotor cvvdvacpévor etepoluydreg (N543H+2393del9) +
(W-18X+E256K) Bpébnkav oty Tonavia®’. H vroloyi{opevn cuxvomro autnig g
SuMg petdddaéng, extiunénke 2,2%.

H ovyvomta tov petarldéenv g vocov tov Wilson oty EMada eivat:
p.Q289X (9.3%), p.I11148T (3.3%). ' Tv £0PECT] TG GLYVOTNTAG TAOV MAPATAVE
petoddaleov o vym mAnBuoud avtig ™G TEPLOYG, OVOADONKE T TAPOVGID TOV
petadlaypévov aAniiov aviuese oe 156 katoikovs. O1 SexaééL frav etepoluydTeg
1o v p.Q289X, évag eiyxe durhi petdAhobn ko évag eixe T petdAiadn ¢.398delT,
a&AvovTag TN cLUYVOTNTA TOV 1epolVY®TOV Y10 TN VOOO GE £vav TPOG EVTEKQ (1/11)
EV® T CLYVOTNTO EPPAVIOTIG THG VOGOV raykooping eivan 1/90. And Tig mapamave
perodhagerg n p.Q289X avooyovoe oto 88,8% tov YPOUOCHUATOV Y10 TT) VOGO TOV
Wilson. Avut n efapetikd vynAn ouyvémTa TPOPavdg avrikarontpiler M
OTUAVTIKY) OTOPOVOOT] KAt TOV vymAd Babud ™G opoaipatg c0Cevéng, Y TO0EG
YEVIEG, GE QuTY| TV QMOPOKPUCHEVT TEPIONN TNG Kpime. YymAn ocuxvotnra mg
vocov (1 mpog 2600) Exet KOTOYPAPEL TPONYOVHEVMG Kal OE GAAeC KOUNTEIES,
Bopelavaroika v Kavapuov Nﬁcmv(’l, v yapumhotepn cuxvom T avapEPBNKe oE
mAnBuopong g Zapdnviog (1 1pog 7000)°.

‘Evog éupecog Tpomog yur Tov VIOAOYIORS NG oVXVOTNTAG THG VOGO,
TPOCEaTE VTOSETNKE Y1 TOVG Kavkdotong t@v Hvopévov Moltadov®. Ot
cuyypogeis Ppikav cvyvoTTa NG 7O xownfg uetdrragng (p.H1069Q) mov
avaloyovoe oto 1/3 tov petoArdemv avapeca otovg acbeveic. Zm CUVEXELD,
TPAYHATOTOIN oAV yeverko EAeYYO OF gva peyaho apipod VEOYEVWNTOV Bpepov Y
TOV EVIOMIONO TNG MAPUTAVED petédhaéng Kar TeMKa roMomlaciacav T cvxvoTnTa

ouTH pE Tov aptBpo Tpia.
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H Swgopetiky eféhMEn kar ékBaon G vOGOV, GTOVG TPEG OHOLUYDTES
acbeveic pe v avepunvevoyn p.Q289X perdrraln, umopei va anodobel otV
adapopia xai ™V Gpviion g owoyévewg vo arnodexdel T coPapotnta g vOcov.
Ye pia GAAn pelém mov Sevepynke oe Evav 1Aavdko TANBLGHO, N KMVIKY EIKOVOL
TovV aoOEVOV ATV TOAD SWPOPETIKTY) AVAUESE TOVG MapOAO 7OV ftav Ohot
opolLYGHTES Yio TV 1810 petéAhaln .

Kowalovrag mico omv otopio e Kpiiing pmopei vo e€nyndel o peydhog
apBpdc tov petaridéenv oe pio oYeTIKG meplopiopévn repoyn. Ot QPYOLOAOYIKEG
gpyacisc otqv mepo)f} ™G ViiooL amoKGAVYOY OTL KATOKOUVIOV Omd mV €K
yuetio. ©.X kabdg Ppédnkav amoMOGpata TG veomdumg emoxig ot Paiotd KAt
omv Kvwoo. Metd and v EMEKTEWOUEVT XPNOT] TOV YOAKOU, O TANBUopOG TOV
Vo) avERBNKE ONHOVTIKG KoL GOV Ol EUTOPIKEG EMOQEG HE TIG YEITOVIKEG
neployEg ™mg Mixpag Aciag, Tov KukAadov xat T¢ Aryontov (2600 £ng 1900 .X).
O Aapnpog Mivakog ROMTIGHOG KOTACTPAPNKE pETG 0o TV EKpNEN TOV NPAICTEIOL
™g Onpag Kot Tovg UETOGEIGHOVG OV TV axorovOnoav (1700 éwog 1450 m.X). Ot
Axatoi ekpeTailevopevol TV KOTAGTPOPH TOV HIVOIKOD noMTiopol katélafov my
Kvoood ko edpaimooy ekel pia oyopn Axixm Suvaocteia. Katd m dwpkew Tov
evdéxatov hva m.X 1 EAAddo apyioe va KaTakhOeTon and Ayaiovg Kot A®PIE
7oL e1EPaAlav Kat OTIV Kpnn. Ovvéot KOTOKTNTEG EPEPAY OTO VIOt TN YEVIKELHEN
ypfion Tov cwhpov. To 67 ©.X 70 VIoi ™S Kpmg, HETd amd oxhpn avtictaon §00
YPOVOV TEPUGE OTA XEPLL TOV Popaiov. To 330 p.X peta m 3130MACT) TOL POHOIKOD
KPATOVG GE OVOTOMKO KAl Sutio, n Kpnm népace oy xuprapyio Tov Bulavriov.
Koata v mepiodo ovth, ot Topoxnvoi Apafeg goéparav oto vnoi. Qotoco 1
ApoBoxpario kparnoe PEXPLTO 961 6mov pPETE A7d TOADUMVI) noMopkia o Bulavtivog
Nukneopog Pakag copmepErafe 10 vnoi TdA 670 Bulovtivo kpatog. To 1204 pe mv
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karéAnym g Kovetavivovnoing omd tovg Ppaykovs, o Aativog antokpatopag
napaxdpNoe 10 Vol otov Bovipdtio Movgepatikd, mov 1o movAnce ctovg Bevetovg
10 1210. H Evetoxparia dmjpknce técoepg awdves. To 1645, 60.000 Tovpkot pe
emike@on 0 T1ovc0ve Iach onoPiBacmmrav oty Kpfimn kar katérafav ta Xavid
kat To P€Bupvo. Metd amd okinpn molopkia 21 et@v, otig 27 YentepPpiov 1669, o
Xéavdakac, 0 TEAELTAiO MPOmOPYO avTicTaoNG mapadobnke omd TO dpaykicko
Mopolivy otov Tobdpko Axper Kiompovdn. To vnoi mopépeive VO TNV TOLPKIKN
KupLopyio. yia mepimov §00 adveg Kot TEMKA anelevfepmnke to 1898, otav n Kpnm
avaknpoytnke and TG Meydheg Avvauelg ©g avelapmm «Kpnrwr Mohreia». To
1913, emkvphbnke n TEMKN Evoon MG Kpnmg pe mmv vmoroum ErAGda ot
vyhnke N eEMnviky onuaia oto vioi. To 1923 pe mv avtodiayn TANBLGHOV,
EMnveg and v Acia Mpbav omv Kpfm kot pio pikpn opade omd aVTOVG
HETOKIVIONKAV 6TV TEPIOXT] OV eEETAGTNKE GTNV TAPOVCQ peAém Kot avopiydnke
pe Tov mnduopd mov ndn Lovoe exel. Tovophdviag pe ta ynpardtepa HEAT TOL
devTeEpov yeveahoykol 6EvEPOV (Fig 5) ot TpdYOVOL TOVG Lag gimav OTL KATAYOVTOV
omd v Acia, GUVER®DG 1) TPOEAELGN TNG p.I1148T/G1176R durAng petdAragng eivat
amé ™ ocbyxpovn Tovpkia Evd KATOOL VIOMOL OV TPOEPYOVTAV amd TOV 16N
vrdpyov TANBVGHO, MTAV POPEIS TWV §00 AoV petadldEemv. Avti n Tuyaio
avokdAivym Kebmg Kol T0 yeyovog Ot N VId gkétaon kowomzra Bpiokotav ce pia
QMOPOVOPEVT TEPLOXT, OSTYNCE OTN ovyvi] EUPAVIOT TOV TEPIOTATIKOV KOl TNV
ToKopop@io TV nolvpop@iopdv. Emiong, 1 Gyvola, T pr COCTN Katavonan mg

copapdTnrog TG VOGOoL kafdg Kot ot TPOKATUANYELS UTOPEL VOL OMOTEAESAV eundo10
otov TomKO mAnBuouo yw TV avalimon wrpikng Pondewas. IToAloi acBevelg

KATEMYQV {1 S10YVOCUEVOL, KUPIOG OTIS NRaTOAOYIKEG KAMVIKEG EVOD dev vrapyovv

Srfécipa 1TPIKG apyEia Yo TOV ETUTOAIGHO TNG VOGOL OTN) GUYKEKPIEVT nEPLOYN.
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AvtO eiye oav OamOTEAECHO TN U KATGAANAN OepamevTik AVIIUETOMON Kat
Tawtdypova dev avantuydnkav mpoAnmtikég uébodot yia m voco. To evpipata g
TOPOVCAG PEAETG Eivan EEAPETIKNG ONUAGTIAG OXL HOVO OO YEVETIKNG GIOYNG AN
Kot amd TV TAELPA TG dSNpdcIag LYEIas.

Ocov 0QOopi oI STPOPIKT) KOTACTACT TOV OTOUOV TOV ESETACTNKAYV,
@aiveton 6Tt o1 acbeveis mapovstaLovy MV KaAvTepn Bepidikn TpoOSANYM, Yy TV
nikio toug. Iapovsidovv avénuévn mpdohnym Aimovg Kat GYETIKA avEnuév
TPOCANYN TPOTEIVIG, KATL OGTOGO TOL yapaxtnpilel TG TOmKEG GLVNOEEG TOV
opewov yopov g Kpimg. ‘Eyve epgavig, SnAadn, omd TG SATPOPIKES
avakMoels, 1 avénuévn KataviAoon KpENTOG Kol gehoohddov. Aev Bpednkav
GTATIOTIKG OMUAVTIKEG SPOPEG HE TOVG QOpEIC Kot VYIELG oTO TAPOMAVE OPETIKA
cvotatikd. H npécinym tov acBesTiov 6ToUG acOeveic kpiOnKe KavOTOmMTIKY, AV
Ko fjTay YapUMAOTEPT TNG CUVICTOHEVIG TOGOTNTOG.

Eniong, Bpédnke otL ot acbeveic mov AopBavovv ™ D-mevikiihopivny ©g
QOPUOKEVTIKT Oy®YN, ypewalovral My napGAAAn xopnynon GUUTANPDOUOTOG TNG
Brrapivng Bs. EmumAéov, oe HEAETN TOV Sievepynnke oe acBevelc pe voco Tov
Wilson, Bpébnke 6Tt TapovGLALovy yopuna emineda Prrapivig E. 'Etol otV mapovoa
perém eketaomre N SN Tkl IpOSANYM NG Brrapivng Be, kaBdg kat g frrauivig
E. Bpéfnke o6t o1 acbeveig kat ot @opeig mpocrappavovv EMAPKT TOCOTNTA TNG
Brrapivng Be, evd voTEPOLY OL vyteic. Ocov agopa Brauivn E, eaiverar kat ot
TPELC OPASEC TAPOVGLALOVY TOAD YapnAOTEPT TPOSANYM Ao T1] CUVICTOUEVT.

H mpocinyn 10V SrouTnTiKov yaAkoD Qoivetar vo gival yapunAn GToLG
acfeveic ka1 oTOVG VYIES Ipochappavovy YAUMAOTEPY  MOGOTTAL OMO )

cvvicthOpevn (2mg/ NUEPQ), HE KiveLVO VO TOPOVCIACOVY EAREWYN. Oupoing, M
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npdchnyn wevdapydpov, etvar xapnAotepn and ™ cvvictdpevn (15 mg/ nuépa),kat
OTIG TPELG OPABES, pE KIVOUVO VO TapOoVGIAGoLY EMAEYM.

Enumthéov, 0 yaAkdg opod ctovg acheveis Bpioketar o moA xounAd enineda,
KGTL IOV PTOPEL VAL OQEIAETAL GTNV POPUAKEVTIKY TOVG ay®YN (YOAKO-GEGUEVTIKN),
dAé kol oty yaunAn mpdcAnym  Swamrikod xoAkov. Ou acbeveis Mrav
EVILEPOUEVOL V1O TIG SOMTNTIKEG TNYEG XUAKOD, Kol TIG OMEPEVYAV GUGTNHOTIKA.
Qot660, N Pofia Tovg yia TG TPoUVaPEPHEISES TPOQEG, UTOPEL VaL EYEL OONYTGEL GTO
nopanave omotéleopa. IMbavotata, Oa mpémel vo avénbei n TPOSANYM YAAKOV,
KaOGOC ka1 va TpomomomBel | docoroyia TG PUPHOKEVTIKNG TOVG Ay®YNG, OCTE AV
OMOTPOMOVV Ol PVNTIKEG CUVETELEG A0 TNV EMAEWYT TOV YOAKOV.

O1 gopeic kar ot vyieic, Bpickovtal e QUGLOAOYIKG. ENiMES TOGO GTO YAAKO
600 ko1 OTNV GEpovAOTAACUiVI) OpOL, av Kai Ot vyleic mapoveiaiovy xaunii
TPOSANYN YAAKOD. ENUAVTIKO EIVOL TO g0pnua, OTL O POPEAG UE T SuThn UETAAAOEN
(IV2), napovsiace oA aunAd enineda yarkot (62 pg/dl), xabdg kar Tord YOUNAL
eninedo cepovlomiacpivng (147 mg/l). Tnpovtikd, eniong, givar T0 yeYovog Ot o1 6
@opeic and Tovg 13 mov pekemionkav (to 46%, SMAadn TOV QOpEMV), EVO
nopovsialay  QUCIOAOYIKES Tipég  yaAkov, Eiyav Wwitepa  xaunhd  emineda
cepovAomhacpuivng 0pov, KAT® TOV guoloroykdv opiov. Ko ce GAAN pEAETN
Bpédnie OTL T0 20% TV POPEDV napoveialav yaumAd eninedo cspoanMcpimg72.

H wymAq cvyvotnta g vosov Tov Wilson otov mAnbuopd g Kprimng, 1

VMOPEN  AMOTEAEGHOTIKNG OEpAMEVTIKNG QY®YNG KoL IKQVOTNTO EVIOMIGHOD TOV

TEPIGCOTEPOV HETOAMAEEDV HE YEVETIKT] aVaALOT) VTOSEIKVOOLV OTL O YEVETIKOG

E\eyyog Tov TANBLGHOD Kal TPOYPAUHOTA TPOANYNG UTOPOVV VaL npaypatomomBodv
GE TPOTYOVHEVL Sedopéva!, otav 1M ddyveoon

pe emrvyia. Baociopévol

TPAYHOTOTOIEITOL TO TOXVTEPO Suvato oo KardTepn givain gEEMEN TG VOGOU B10TL
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{E OUTO TOV TPOTO WUMOPEL VA AMOPOCICTEL £yKoupo M ypauuf TG Bepomevtikig
ay®yNG. ZUHTEPACHATIKG, O TANOVGHOG GTOXOG MPEMEL VAL Eival TAL VEOYVA, TOL Bpepn
ko1 Ta modld mpw  autd  epgavicovv KAvika ovpmtdpota. H o yevetum
cupPovAeLTIKY, KaBdG Kot 1) S1TPOPIKT GUHBOVAELTIKY amoTeEAOVV Ta KOAVTEPQ

6T TNG TPOAMYNG GE ACHEVEIEG OTMG AVTH OV UEAETYOMKE.
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ITIAPAPTHMA

MINAKAYX 1. Buoympixé kot dnpoypagikd dedopéva tov achevav pe voco tov Wilson

Hupep. | Huxia | Hramkég Boyia fratog KFR Cu Yepovho | Opooipa | Iopeia Oepameia

T'évwn | évapE | Exdnhdoeg Opov TAaoptv | ™

ong GUPTT (mg/dl) | (mg/dl) | ovlevén

1976 5 OEela  mmamki - iz NA NA A ®dvatog -
AVETAPKELD 70 1986

1981 6 HratoomAnvope TTuhaia tvoon, - 44 3 s Beltios | D-penicil./
yoio Mmddng dnbnon n ZnS

1979 6 Ofela  mmonkh Y1edTooT Kat - 34 <7 + Xewpotép | D-penicil /
AVETAPKELL vymhog Cu Nratog goom ZnS

1989 6 Hratopsyoria - 1 32 4 aF Beltioc | D-penicil /

n ZnS

NA: not available (ta cTouyeio dev eivar Srabéctpa)

KFR: Kayser-Fleischer rings
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EIKONA 1A. O xdp'mg mg Kpnmge. H oxwaypagnuévn nepoyn deiyver v eyxatdotaon
TOV TPMTOV OKOYEVEIDV 0T0 Ywpio. Ot dVo mpoépyoviav amd v mokn Twv Avayeinv kot n
tpit and ™ Mixpé Acio, katd ™y avroiloym v tinbuoumv pe myv Tovpkia o 1922.
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EIKONA 2. Teveadoywéd 8évépo g 1™ peyddng owoyévelng pe véco tov Wilson. O
acfevig VI2 fitav cvvdvacpévog etepoluydmg yio tig petodda&erg 398delT kol p.Q289X. Ot
acBeveic VI9 kar VI10 frav opdluyor yua T petddialn p.Q289X.
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EIKONA 4. Erineda tov tpaveopvacov SGOT (ASAT) kar SGPT (ALAT) tov tpudv

acfeviv pe voco g Wilson katd ™ Sdpkewa QP ULOKEVTIKT 1 -
i L ™G QOpHAKEVTIKNG oywyfig pe D

A AoBevrig VI10

250

200

—0—SGOT (U/L)

150 —m—SGPT (U/L)

Trasaminase U/L

100

1984 1986 1988 1990 1992

1994 1996 1998 2000 2002 2004

AcBevig VI9

—o—SGOT (U/L)
_m SGPT (UIL)

Trasaminases U/L

e
1—0—SGOT (UL)
—m—scPT )|

Transaminases (U/L)
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EIKONA 3. H ('z'uam] yev&:“mcr'] avdlvon tov DNA amokdvye (o) évav opoloyatn acevn
1o MV aveppnvedoun petadrain p.Q289X (B) pio kawvovpa perdrrasn, v ¢.398delT (y)

o mapepunvevoyeg petorraierg v pIl148T xou p.G1176R mov xinpovounbnkav
TovTdYpova oTov 1810 achevr).

[0.0289X1+p.0289XI]

. 0289X1+=1

il e :’ —{ii
U 4’\f'\ﬂ;;lx\f\’h\’a’\‘}af\l£

¢.398delT
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EIKONA 5. I'eveodoyikd 8évopo tng 2™ peyddng owoyéveng pe voco tov Wilson. O
acBevig IV1 Ntav cvvdvacuévog etepoluydmng yio tig petarratels p 11148T, p. G1176R, kau
p.Q289X. O mpidteg Vo perahraiels Khnpovopndnkav tavtdypove oto 5 arinito. (0)
adeppog Tov frav gopéag v petorratenv p.I1148T, and p.G1176R, evd n pneépa tovg
frav etepoluydmg yia ™V petdhratn p.Q289X.
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