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IIporoyog

H 6paon eivar ) BepehMmdéotepn and OAeg TIg aucOnoelg pag kot eivon icwg n
peyoAlvtepn Tpaywdion OAmv, Otav 1 TVPAMOT HOG OTEPEL AVTO TO TOAVTIHO Ooyafo.
Av10 mpokiTEL amd TO YeYovog OTL Ot dvBpmmol ivar TOAD «omTikd dvio» KoBmg
OlPKAOC YPNCIULOTOI0VV TO. UATIOL TOVG YOl VO OVIAT|COLV TANPOQOPIES Yo TO
nepaiiov oto omoio {ovve.

Ta pdrtio elvor avtd mov emitpémovyv otov AvOp®TO v eKTIUNGEL OAN TNV
oHopPLd Tov KOGHOL GToV omoio Lel, va ackel ddpopeg dpacTNPLOTNTEG, Ol OTOlES
elval aAANAEVdETEG e TNV OpacT, OTMC Yo mopdoetypa o dafacua, Kabdg Kot vo
EMKOWVOVOVV UE TOVG LTOAOITOVG OavOPOTOVE HEGH TNG OMTIKNG EMAPNG KOt
£KQPOONG.

[Mopdha avtd, oev €yovv OAot ot GvBpomor avuty TN dvvaTdOTHTA VL
amoAlavcovy Ta ontikd epediopata tov mepPdiiovtoc eoutiog kamolwyv acOeveldv.
Ot opBaiporoyikés acBéveleg mov mpoosPariiovv tov GvBpomo pmopel va givon
enmikTnTeC, OMMANOY| OMOKTNONKAY KATA TNV TAPOSO TOV ¥POVOL 1| KANPOVOLLKES.

2KOmOG TG mapovoos epyaciog eivar va yivel avaeopd kot avédAlvorn Tov
KAnpovoluk®v mobncemv tov oeBaApod, va yivelr mapabeon tpoOTwvV TPOANYNG Kot

OVTILETATIONG.



Hepiinyn

2KomoOg NG mapovoag epyoaciog eivar 1 mopovcioon kot gufdbvovon oe
KANPOVOLIKA VOOT|LOTE TIOV apopolv Ttov avBpdmvo o@Boipd. Me 1 ocwot)
EVNUEP®OT), TNV TPOANYN Kot TNV TPOHYveoN Umopohv Tr CYUEPOV MUEPO, V.
SyVOGTOVUV £YKOLPO. X€ GTOLO TOV TAGYOLV 1] TOV EEPOVV TS £YOVV GTO YOVIdTOUA
TOVG VTOAEWTOUEVO YOVIOL0 oG TETOWG TABNGNGS, 0Peilovy va GLUBOVAEDOVTOL TOVG
€101KOVG KAVOVTOG TPOYEVVNTIKO EAEYYO.

Amd 1 otiypn|, Opwc, mov évag acBevng olyvecbel, gite auéowmc petd
vévvnon Tov gite KoTd TV TaPodo Tov ¥pdvov, 0Tt £xel pio oeOaApIK) TEOnon, etvan
emPefinuévo va cupPoviedeTol 6 GLYVA YPOVIKA SLUGTAOTO TOV ONTIKO TOL KOt

oV 0pBoApiaTpo TOV.



Abstract

The aim of this study is to present hereditary diseases that cause ocular
disease. Prevention combined with broad information of the population about these
diseases can help prognosis and early diagnosis. Those who carry the culpable genes
should consult experts if to bear children.

A patient diagnosed with hereditary disease that involves the human eye,

should be under thorough ophthalmological care.
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Kepdiao 1° : O@Oaipog

1.1  Boaown avotopio TOV poTidv

INa va katavonBei n hon TV TpoPAnudtov g 6pacng Kot 1) EXIOPACT TOVG,
elvar avaykaio va yivel avaokdmnon g avatopiog Kot tng Asrtovpyiog Teov

OVOTOLK®V OOU®V TOV 0QOaALO0D.

1.2  Avortopikég dopég Tov 0@Oaipov

O BoAPog etvar ceopucds e oynua Ko £xel SIAUETPO and 2 £mG 3 EKATOGTA.
O oxinpds, o omoiog amotehel UEPOG TOL TOLYDMOTOC TOV PoAPoV gival Aevkdg o€

YPOU KO KOAVTTEL TO, Tio® 5/6 Tov BoABov. O d1apavog KePAUTOEIONE amoTeELEl LEPOG

TOL TOYMOUATOC TOL 0QOoAUKOD BoABov Kat KoAVTTEL TO TPOGO10 1/6 Tov BoAPov.

B S

Ewoéva 1.1: O BoAfoc tov o@Baipod

Inyn: http://vision-optometry.blogspot.gr/2012/04/blog-post.html



http://vision-optometry.blogspot.gr/2012/04/blog-post.html

O yopoedng yrtdvog omotedel PEPOS TG €6m oTPAdAG TOL 0POAALIKOD
BoABov. Eivar pio e€apetikd ayyeumong otifddo mov mePLEYeEl @otd YpOOTIKN Kot

evromiletotl avapeso 6to oKANPO Kot Tov apeiPinotpoedn (Snell, 2006).
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Ewodva 1.2: O yoproetdng yrtdvag kot 1 iptdo Tov pottod

[InyN: www.healthyliving.gr

H ipda amoterel to tpito pépog e pnéong otfadag Tov oeHaipkon Kot eivat
éva Old@paylo o€ CYNUE «vTdvVOT», HE TNV KOPN VO OmOTEAEl TO KEVIPIKO TOL
dvorypo. H ipda mepiéyet d0o opddeg Aelov pudv mov cLGTOVY Kol SLUGTEALOLY THV
KOpN vy va pvBuicovv v €i6odo 10V PwTO¢ otov oeBaiud (Snell, 2006; Rohen,
2011) .

To axtivotd copo amotedel péPog ¢ péong otolados Tov 0POaApKoD
BoAPol kol mEPEXEL OKTIVOTES AMOPVCELS TOV TAPAYovV TO LOUTOEWESG VYPS. To
OKTIVOTO cmpa Bonbd ot TPosapuoyr| ToL 0OPOHAALOD GTNV KOVTIVY] KOl GTN LOKPIV
opoaon.

O apeikvptog, d1d@avog eaxkog, pall pe TOLG LTOGTNPIKTIKOVG GLUVOEGHOVS
KO TO OKTVOTO GO, dNUIOVPYEL 1o SLLUEPIGUOTOTOINGT OV Y®PILEL TO E0MTEPIKO
0V 0@BaAUIKOL PoAfov g dh0 BaAdpovs. O Tpodchiog BGraog, avauesa 6To oK

KoL TO KEPATOEWDN, €lvar YeUATOG 0d VdAToEDEG VYPO. O omichiog Bdhapog, avdueco
2
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GTO POKO Kol TOV apOPANGTPOEdN, TEPEXEL TO VAAMOES cdpa. Ot VTOGTNPIKTIKOT
oOVIEGLOL GLVIEOLV TO AKTIVOTO chpa pe To eakd (Snell, 2006).

O apePANoTPoEIdNG eival 0 E0MTEPIKAC YITAOVOS TOV 0POUALOD KOl OTOVTATOL
010 omicHo tufua tov. O apeiPAnotposdne omaptiletor amd moAAéc otifadec. H
oto1dda pe ta paPoia kot to Kovia Aertovpyel MG VTOSOYENS Y10l TIG EIKOVES PMOTOC.
To omtikd vedpo petopEPEl TO UNVOROTO OomOd TO  VELPIKE KOTTOPO TOV
apePANoTPoEdovg atov eykéParo. O omtikdg dickog oynuatiletal and Toug aEoveg
TOV YOYYMOKOV KLTTAp®V Tov ap@iBAnotposdovs. H oyxpd knAida sivar o
vrokiTpivn KNAida akpipdg dimha amd Tov OnTIKO OIGKO OV EMTPEMEL TV OPUGCT LE
vyniég Aemtouépetec. To kevipkd Pobpio eivor m meproyn Tov apUEPANGTPOESOVG

nov wapdyet Ty akpiBéotepn ewdva (Snell, 2006; Rohenl, 2011).

AUQIBANSTRORI0RC

Ipiha

OTITIES Metpo

Ewoéva 1.3: O ape1fAnctpostdng xrtmvog

https://www.google.qgr/search

Ta PAépapa amotelobvTar amd dEPUA, GVVIETIKO 10TO Kot emmeLkoTa. Elvan
po Aemt PAevvadng pepppdvn mov emtkaAdmTEL TO PAEPAPO KOt TO TPOGHIO TUN O
oV 0pOaikol BorPov, pe e€aipeon tov Kepatoedn. Ot fAepapideg meptypapovy o
Gxpo tov Prepdpov ko mEPEYoLV ounypatoyovovg adéveg (Snell, 2006; Rohen,
2011).


https://www.google.gr/search

Ta efwrepind pépn Tou pariod

Ewova 1.4: Ta eEmtepikd pépn tov LaTion

IInyn: https://www.google.gr/search

Ot daxpvuikol adéveg evromilovtatl 610 Avm Kot EE® TUNLO TN TEPLOYNG TAVE®
oo Tovg 0POaALOVG. O SakpPVTKOC TOPOG KOl TO SUKPVIKO COANVAPLO LETAPEPOLY TOL

daxpva and Tov opbaiud ot piva (Rohen, 2011 ) .


https://www.google.gr/search
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Ewoéva 1.5: Aaxpuikoi mdépot kot adéveg

IInyn: www.karageorgopoulos.gr

‘E& pdeg mpookoAldvtal 6tov 0@Boipkd BoAPo Kot emttpémovy v kivnon
tov. Ot podeg expdovial amd To. 0GTA TOL KOYXOL KOl OTOANYOLV otV €EMTEPIKN

otdda Tov o@Baiuikod BorBov (Snell, 2006 ) .

"EEm oplog

———— Kiarm Lofog

Ewoéva 1.6: Mieg Tov 0pBaipov

IInyn: https://www.google.gr/search
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1.3  Aszrtovpyies TOV 0000 IKAOV dOp®V.

O ootéwog kOyyog mpoototevel Tov 0@Bodpkd PoAfo. Ot Prepapideg
Tay1devovVy ta. EEva copaTiotn, eumodifovag ta va pOdcovyv atov opHaikd BoABo.
O Brepapideg mpootatehovy Tovg 0POaALOVE amd Eéva LVAIKE Kor BonBovdv otnv
KOTOVOT TNG LYPOGTOS GTNV EMLPAVELL TOV.

Ot ounypatoydvor adéveg ekkpivouv €va elaiddec vypd mov Mmoaiver to
BAépapa. O avoryokAeicipo tov Brepapwv, 6 émg 30 popég To Aemtd, dieyeipel Tovg
dakpLikovg adéveg oe mapaywyn dakpvav. O daKpLIKOC adEvas EKKPIVEL OGKPLA TOV
vypaivovv, Amaivovv kot kaBapilovv v emedvern tov o@Baipov. Ta ddxpuva
nepEyovv €va Evlvpo mov Pondd oty KaTasTpoPn TV Poktnpimv Kot TpolapPavet
T1g Aowméelg (Mulroney, 2010).

O 018povog KEPATOEIONG EMTPENEL GTO PMG VO TPOCTINTEL GTO QokO. Bonba
oTN YOVIOOoTN TV 0KTIVOV Tov eoOTog (0140Aacn), 161 ®GTE Ol OKTIVES VO TEPTOLV
OTOV OUOIPANCTPOEDN TOV EKOVOV oTov gyképoro. H ood ypwotikr tov
YOPLOEOOVG YITOVO, ATOPPOPE TNV TEPIGOELN TOV OKTIVOV p®TOS Tov o umopovoav
vo gumodicovv v Opaoct. Ot akTIVOTEG amo@UGES EKKPIVOLY TO VOATOEWES VYPO
ov Bonba o dTnpnon tov oyNueTog Tov Tpocshiov Baidpov. Eniong, Bpépet tig
AVOTOHKEG OOUES GE AVTO TO TUN IO TOV 0QOOANLOD.

To wvoatoewég vypd Ponbd omv avravakioon Tov  EOTOS  OTOV
apeBAnoTpoctdr| Kot n mocdTNTA T0L Kabopilel v ecmTePKN TiESN TOL 0POAALOD.
To voaToedég VYPO emavappoPdToL Ao TO ALpoPOpa ayyeio mov Ppickovian 6To OpLo
peta&y okAnpov Kot kepatoedois (Zogiaong, 2005; Mulroney, 2010).

O1 pieg g iptdog eEAEYYOLV TN SLGTOAN Kot TN GLGTOAN THG KOPNS (Ludpiaon
kot poon). Ot Pondntikol 6VVOEGHOL GUVOEOVY TO OKTIVOTO GO UE TO POKO KOl
EMUIPEMOVLY TN €0TIOOT TOL QMOTOS OGTO QOKO Kol TOV OUOPBANCTPOEDT, YEYOVOS
amapaitnto yio v €yyog 6pacn (Mulroney, 2010).

Ta pafoia Kot Kovio Tov apEPANGTPoedos ivor @mTOHTOS0YEIS Y100 TO MG
Kol 10 ypopa. To vevpa Tov OUEPANCTPOEBODS UETAOIOOLV TIC EIKOVEG GTOV
eyk€Poro. To omtikd vehpo HETAPEPEL VEVPIKEG DGELS OO TOV AUPIPANGTPOELDT GTOV

eYKEPUAO.



H ewdéva 100 0omTikov dioKov mopéyel TANPOQOPIiES Yy TNV TIECT OTO
€0MTEPIKO TOV 0PBAALOD Kot 6T0 ecmTEPKO TOL Kpoviov. Otav 1 evookpdvia migon
av&avet, o omTikOg diokog eppavilet oidnua 1 coueopnon (Zoeuadng, 2005).

Ot onttikéc dwoelg Tag1devovVY KATA UKOS TOV OTTTIKOD VEDPOL HEYPL TO OTTIKO
yloopa, akpidg Umpoostd amd TV LIOPLON. XT0 oNUEl0 AVTO KATOOL Amd TOVG
d&oveg yualovton ko mepvovv oty avtifetn mievpd. Ot eikdves and T0 €6m TUNUO
TOV ap1oTEPOV 0PHUALOV Kot amd 1o €@ TN TOV 05100 0QOUALOD peTapEPOVTOL
amtd 10 deEL0 OMTIKO SEUATIO.

Ot ewcoveg amd 10 €00 T TOV 3100 0pBaAL0D Kot amd To EE® TUNA TOV
aptoTEPOD 0QBOALOD peTa@EPOVTAL GTO aploTepd OmTiKO depdrtio. Ot ewdveg
HETOPEPOVTOL GTOV OTTIKO QAOL0, oTOV wiokOd AoBO Tov gykepaiov. 'E&l poeg

eAEyyovv TV Kivnon tov o@Baipkov BoAfod (Zoeiadng, 2005; Mulroney, 2010).

1.4  To ¢og oto patu

To @wg &oépyeTor 610 HATL HECH NG KOPNG Kol €0TIAlETON HECE® TOV
KEPATOEWN| YITAOVO KOl TOL QAKOD, GTOV OUEPANGTPOEWY], 610 TOoW HEPOS TOL
patov. H koépn mepidiietar amd ) xpopo@dpo ipdo mov punopet va S1acTtéAAeTOL 1|
vo. GLOTEAAETOL, KAVOVTOG TNV KOPN HEYOADTEPN N UikpOTEPN KaB®G aAAdlovv Ta
emineda Tov Q®TOc. Efvor Aoyikd va vrmobBécovpe 611 to pdti Asttovpyel oo
QOTOYPOQIKN Unyavy, Tov oynuotifer pio «ekdva» Tov KOGUoV, OAAL ovtd amod
TOAMEG amOyelg ivan pio mapamhavnTiky petagopd (Mulroney, 2010).

[Ipdtov, moté dev vmhpyer pio oTatiKy] €koéva KabdG To pATI KvouvToL
OlpKadG. AgbtepoV, aKOUN Kol OV o EIKOVO, GTOV OUEIPANCTPOEdN £oTeAve pio
GAAN €OV 6TOV EYKEPAAO, Yl VO SOVUE avTr TN dgvTEPT €1KOVA, B yperaldpactay
évav aAlo dvBpmmo yia va v Kortdéel — évav avBpomo pésa otov eyképaro! T'a va
amo@VOyovpe pio aTeAel®Tn TOAWVOPOUNOT YOPIc Kopio Tpaypotiky epunveia,
TPOSTAHOVUE VO OVTILETOTICOVUE TO TPAYUOTIKE PEYEAAO TPOPANLO TOV O OTTIKOG
eYKEPOAOG TPEMEL Vo ADCEL — TAOG OMAASY|, YPNOUOTOEl TO KOIKOTOMUEVH
pnvopoTo oo T (LATLOL, Y0l VOL TOL EPUNVEVGEL Kot Vo AAPEL ATOQAGELS GYETIKA LE TOV
ontikd Koopo (Zoeuadng, 2005; Mulroney, 2010).

Amd 1 otiyun mov 10 ¢ Oa eotwootel otov apeiPAnotposdn, ta 125

EKOTOUUVPL. POTOVTOS0YEMV GTNV EMPAVELL TOV APPPANCTPOEWN avTdpodV GTO
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(MG OV TOLG YTLTAEL, TOPAYOVTOG UIKPOGKOMIKA MNAEKTPIKA Ovvopikd. Avtd to
ONUATO TEPVOVV HEGH GLVAYE®V GE £va dIKTVO KLTTAP®V GTOV OUPIPANGTPOELDY| Kot
GTY| GLVEYXELN EVEPYOTOLOVV YAYYALOKE KOTTOPO TOV AUPPANGTPOEDY|, Ol AEOVES TV
OTOl®V GLYKEVIPOVOVTAL Kot GYNUaTilovy TO OmTIKO veHpO.

Ot iveg avtég eoépyovtal otov €YKEPOAO, OMOL HETOSIOOVV  SUVOULKE
EVEPYELNG GE JLOPOPETIKEG OTTIKEG TEPLOYES LE OaKPLTES Asttovpyies. Ta tehevtaio 25
xPOVID,  €ytvav  ONUOVTIKEG  OVOKOAVWYELS OYETIKA pe TN Swdwkosio TG
QOTOUETOTPOTNG (1 UETATPOTN TOV PMTOG GE NAEKTPIKA GNjHoTo 6T paPdio Kot oTa,
Kovia), To yevetkd vrdPabpo ¢ oyxpopoToyiog mov oPeidetal GTNV omOLGio
CUYKEKPILEVOV — ONTIKAOV  YPOOTIKAOV, TN  Agltovpyic  Tov  SIKTOOL  TOV
apQIPANCTPOEOOVE Kol TNV TOPOVGio. VO  SPOPETIKOV TOT®V  YOyYALOK®V
rkuttapov. [epimov 10 90% avtdv TV KLTTAPWV Elvar TOAD pKpd, v £va dAlo 5%
etvan peydda kotrapa, ta kottapo Torov-M 1 peyarokvttapa (Zoeiaong, 2005).

To ontikd vevpo KABe patiov mpoPdiiel otov gyképoro. Ot vevpikés iveg
dwotavpmvovtol o€ pio dopn, mov Aéyetor omtikd ylaopa. Ot pcéc amd ovTég
«EPVOVV» GTNV GAAN TAELPA, OOV GLVILOVTUL LUE TIC AALEG UIGEC TTOV OE «OETYITOV
10 dpOpHo» amd T0 GAAO OTTIKO VEVPO. AvTég ot deopideg wmv pall oynuotifovv Tig
OTTIKEG TOLVIEG, TTOV TMPA TEPLEYOLV TvES Kat od To, 300 patio Kot TpofdAitovy (LEcm
OLVAYE®V G€ [io Soun oV AEYETOL £E® YOVATMOONG TUPNVOAG) GTOV EYKEPAAIKO PAOLO.

Avtd givon 10 onueio Tov ANUIOVLPYOHVTOL Ol ECMTEPIKES KOVOTOPACTAGEIC
TOV OTTIKOV YDOPOL YOP® Hog. Ommg kot Pe TV a1, 1 APLGTEPT) TAEVLPE TOL OTTIKOV
koopov evtomileton oto de&l nuiceaiplo kot n ded TAevpd oto apiotepd. Avti
VEVPWOVIKT] aVATOPACTACT] OEXETAL TANPOPOPieES Kol amd To. dVO AT Kol £TCL TO
KOTTOPO. OTIC OMTIKEG TTEPLOYEG OTO TOM UEPOG TOL eyKePAAov (ot emovopalOpeveg
neployég V1, V2 kAm.) pmopovv va evepyomonfovv g andvinon o€ pio eikdva, omd
omotodnmote patt. H katdotaon avty ovopdletot St0pOaiun 6pac.

O ontikdg pA01OG amotedeitar amd Evav apltBpd TEPLOY®V, TOL AGYOAOVVTOL LE
olGpopa yvopiopato Tov OTTIKOD KOGHOV, OTMS TO CGYNUM, TO XPpOUo, N Kivnon, N
amoctoot, KAT. Ta KOTTOpo OTIG TEPLOYES OVTEC OPYOVMOVOVIOL GE OTNAES. Mia
ONUAVTIKY] €vvol Yol TO OMTIKA €vePyd kLTTOPA €ivol TO VTOdEKTIKO medio — 1
TEPLOYN TOL AUPIPANGTPOEdN otV omoia Ta KOTTOpa Oa amokpBovv koAdtepa o

éva cvyKeKpLUéEVO €idog epediopatog (Zoeiadng, 2005; Mulroney, 2010).



2mv mepoyn V1, meployn tov eAo1ov mov dievepyeitol 10 TPATO GTAS0 NG
eneEepyaciag, oL VELPOVES amavToOV KAADTEPO GE YPOUUES ) YOVIEG LE CLYKEKPLUEVO
TPOGAVATOAMGHO. Mia evolapépovoa HEAETN £0€1EE OTL OAOL O1 VELPOVES OGS GTHANG
TVPOSOTOVV ATOVTAOVTAG GE YPOUUES 1 YOVIEG HE TOV 1010 TPOGUVOTOAIGUO, EVD M
YETOVIKT] GTHAN AmOVIQ KOAVTEPO GE EAAPPDOG OLUPOPETIKO TPOGAVATOAIGUO, K.O.K.
og 0An v emedavela g V1. Avto onpaivel 6Tt Ta otk KOHTTOPO TOV A0V £XOVV
plo €yyevi] opydvmorn ywoo TV epunveion Tov KOCUOVL, OAAL Ogv TPOKELTAL Yo
0pYAVMOT) TTOL OEV EMOEYETOL OALOYEG.

O Pabudég otov omoio £€va KOTTapo umopel vo  evepyomomBel  amd
dpactnpLOTNTa 6TO OPLoTEPO N 670 el paTt ahddlet avéroya pe v gumelpio. Ommg
Olo Ta e TNPLOKA GLGTAUATO, O OTTTIKOG PAOLOG epPavilel avtd mov ovopdlovue
TAOOTIKOTNTO. AlQOopeTikd €10 vevpodvov dwatdocoviar otlg €61 oTifadeg Tov
@AOL0D KOl GLVOEOVTOL HETAED TOVG [E TOTKG dikTva PeYAAng axpifelog mov HOAG
Topo apyilel va yivetor kotovontd (Zogiaong, 2005).

Kamoteg amd 11g cuvOECEIS TOVG Elval O1EYEPTIKES KOl KATOLEG OVOGTAATIKEG.
Mepikoi vevpoemotipoveg 0ewpoiv 0Tt VITEPYEL £VOL KAVOVIKO QAOTIKO [KpOdiKTLO —
OmMG TO. TEMAKLY TOV VITOAOYLSTYH. Opmg 08 GLUE®VOLY OAoL. ENuepa Bempeitor Ot
TO KUKAMUO H10G OTTTIKNG TEPLOYNG EXEL TOAAES OLOIOTNTEG LE AVTO HOG GAANG, OALY
umopel va vdpyovv AETTEG SUPOPESG TTOV AVTOVOKAOVY TOVG SLOUPOPETIKOVS TPOTOVG
e TOVG Omoiovg KABe TUNUA TOL OMTIKOL EYKEPAAOL EPUNVEVEL TA SLOPOPETIKAL
yvopicpoto Tov ontikob Koouov. H épguva oyeTikd [e TIg ONTIKES TAGVES HaG £6MGE
TOALEG TANpoopieg Yo To €1d0g ¢ emelepyaciag mov pmopel va cvopfaivel ot

SPOPETIKA 6TAdI TNE OTTIKNG avaivong (Zogiadng, 2005; Mulroney, 2010).



Kepdiaro 2°: Tlapayovres mov exnpedlovy TNV KAPOVORIKOTTA TOV

000 pIKOV TN oE®V

[ToAAG dtopa tng KowdTTag Ypetdlovtal TaKTIKEG 0pOaApoAOYIKES e€eTdoELg
aKOULO KO oV 1] OpaoT] TOVG Eival EVIEAMDG PUGIOAOYIKN.

Av16 pmopel va cuopfaiverl yori:

A4 H o@Boipukn vocog, g omoiag tov kivovuvo dwatpéyovv, pmopet va
PBAGOWEL ONUOVTIKA TNV TEPIPEPIKN TOVG OpAcN TPV ovTol T0 avtineOodv (m.y.
YAOOK®LOL).

A4 H vocog avtipetoniletor KaAvTtepa Kol pe HEYOADTEPN ACPAAELL OV
avokoalvebei o mpdwo  (mpoovumtouatikd)  otddo  (my.  SwPnTikn
apeipAnotpogidonddeia).

\V4 Ot acbBeveig og kivduvo givarl modld Tov 0 PMAODV KOl ETOUEVOS OEV
UTOpovV VO YVOGTOTOGOLY TN HEIWOoN NG OpacTG TOVG GTO GTOUO YUP® TOLG
(®eodmwotadn 'edpyrov, 1996). Emnpocheta, Ao o maudid ypetdlovtal TovAdyIoToV
pla e&€taon g puBpng avTavaKAAoTG KaTd T1 YEVVNon Kot Evay EAEYY0 TNG OGNS

TPV 10 GYoAEi0 M KoTd TIg Tpwteg Tdéelg Tov ([Tamadomoviog, 2000).

2.1 Kpiowa onpeio apoinmtikod eAEyyov Y1d v660 TV 000aip®v

O)ot ot acbevelg pe cakyapddn owapn yperalovrar pio TpocekTiky e&€taon
TOV QUPIPANGTPOEID0VG KATA TN CTIYU| TG S1IYVMONG KOl KATOTLY pio opd €TNGIimG
ko’ 6An ™ dwbpkeln g (ong tovg. H e€€taom pe 1o dueco opBaipookdmio dev
elvar emapkng, kabdg pmopel va dapHyel N TpodN N Létpro dSrafntikn wypomdoeto.

Olot ot eviilikeg dvo tov 40 etdv Ba Tpénel va eAEYYOVTOL TPOANTTIKA Yl
yhaokopo (Létpnon g evéopOaiag mieong Kot £ETAON ONTIK®V dioK®V) 0 TOV
OTmTOUETPT TOVG KGOE 2 ypdvia Yo OAn TN Sdpkela g Cmng Tovg. Ot acbeveic mov
€Yovv oTEVOVG OLYYeEVELG pe YAavkopa Bo mpémel vo cvpfovigvovior amd TOV
oPBodpiatpo Toug Yo TNV nAkio oty omoia Oa Tpémet va EEKVoEL 0 EAEYYOC.

Kdamnowotr dAlot ocvykekpyévor acBevelg pmopel va o@eAnBodv amd tov

TPOANTTIKO EAeyyo povtivag (Etdykog, 2002).
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2.2 O@0aAn0AoYIKOG £AEYYOS POVTIVAS Y10 0L TO TOLOLE

2.2.1 EpvOp1 avrovakiaon katd T Yévvnon (amé tov madiotpo 1 Tov

TPO TOV VOGOKONEIOV)

a. "Eleyyoc yuo cvyyevn katoppdktn 1 aAdo peiov ovyyevég o@Boipkd
TPOPAN UL
Av dwmotmbovv Kotappakteg kot vroPAnBodv ce yelpovpyikn eméppaon

Katd Tic mpmteg Adyeg efdopddeg Cong, to modi pumopel va amo@yest pio Papid

ApEOTEPOTAELPN OmMAELD Opacns Aoy apprvoriog (POALag, 2005).

Ewoéva 2.1: Katappdrtng otnv moidikn niwio

[Inyn: www.ophthalmica.gr

2..2.2 'Elgyyog mpwv TO oyolieio M koTtd TIG MPOTES TALEIS TOL Yo

aviyvevon:
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a. Ztpafiopod: av 0ev OVTIHETOMOTEL Vopic, Umopel vo mPOoKAAEGEL

apfrvomrio.

Ewoéva 2.2: Tovieg otpafiopov

ITnyn: www.athenseyehospital.gr

b. AlBhaoTiKNG avopoiiog : yopic To 6mGTd YoaAld, To Toudl uTopel va

avtipetonilel duokolieg 6to oyoieio koM va avantdéetl apprloorio (PoArag, 2005).

2.2.3 Xrtampémpa Bpion

a. Opopévo emeypéva Tpowpo Ppéen eA&yyoviol TPOANTTIKG oo
opBodpiatpo TOL VOoGOoKOoUeElov Yo apEPBANGTPOEWONAfEl TG TPO®POTNTOS, 1

omoio pmopet vo, avtipetomniotel pe laser av aviyvevdel vopic.
12
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b. Oco mo pkpn n nAkio kdnong kot o younio to fapog kumong, toco

o peydrog o xivovvog (PHArag, 2005).

2.2.4 Xnig MOWOEELS TG UNTEPOS KATAE TN SLEPKELD TG KO ONG!

Aodéelg g  untépag  oOmmg  epvbpd, kvuttapopeyoroids  (CMV),
TOEOMAAGUMOTN Kol GOQIAN Katd Tn OpKeEl TG KOMONG Wropel va €yxovv
ONUOVTIKES EMOPAGELS GTO OVATTUGGOUEVO OTTIKO cLOTNUA TOL gufpvov. Ta
TapAdEYLa, 1 GLYYEVIS £pLBPA Tpokadel Guyvd BpePkods KATAPPAKTES KAL, OV
avtol apapedodv vopig ot {on, puropel va dwuocwbel n 6pacn (ITarmaddomoviog,
2000; Yorrog, 2005 ).

2.3 Ow1KoyeveLOKO 16TOPIKO 0QOUAIIKN G VOGOV 6TV ALK MK,

Mepikd o@BoAuKd voonpoto, OTMS ot VYNAES SOAACTIKES aVOUAMESG, Ol
OLYYEVELG KOTAPPAKTEG, TO peTvoPAdoTOMO Ko O  10omadng  oTpaPiopog
eppoaviovror pe avénuévn cvyxvotrta ce kdmoteg owkoyévetec. o avtdv to AdyO0, TO
Tod1d EVOC YovEa LE 16TOPIKO GLYYEVODG N TOAIKTG 0POaAIKNG VOGoL Ba Ttpémet va

vrofariovion oTig KatdAAnAeg mpoinmrtikég eéetdoels ( Ianaddmoviog, 2000).

2.3.1 TMHowé pe khion T KePaIg

H ovyyeviic 1 enikntn mapdAvon tov T€TapTOL KPaviaKoy vehpov givar pia
ouyvn artion KAMong e KEPOANG otV modikn nAkia. Av avti 0ev aviyvevbel vopic,
1N KAlom pmopel va kataoTel HoKpoypOVIQ Kot VO TPOKOAEGEL KOO KOl OEVTEPOYEVELG
AALOIDGELS TOV OGTAOV GTOV Ovyévo Kot 10 tpocwno. Emouévog, kdbe mondl pe
EMPUOVN KAlom M OTPOPN NG KEPUANG ypedletar ogBaiporoykn eEétoon yu

ATOKAEIGUO TOPAAVONC TOV TETAPTOV KPaviaKoD vevpov (Oco0dwotddn, 1996).

2.3.2 MHowd pe apbpitioa

H veavikn 1dtomadng apbpitido (malaidtepa KAAOVUEVT VEAVIKT PEVLOTOEIONG

apOpitida) cvvodeveToL GLYVA 0o 1pitida. e avtifeon pe v pitda TOV evNAMKOV,
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avT M HopeY| PITdV oTo Toudld 0ev mPoKaAel puBPOTNTA TOV 0POHUAUDV, EVD
emmALOV ToL LIKPE odtd Oev eivar aSldOmoTo 6TO VO AvoQEPOVY ATMAELDL OPACT|S.

‘Eto1, pmopet va aviyvevbel povo pécm TPOYPOUUOTIGUEVOV TPOANTTIKOV EAEYYWOV

and opBoiuiatpo ([Maradomovrog, 2000).

Ewova 2.3: Neavikn dromadng apbpitida
IInyn: www.e-rheumatology.qgr

2.3.3 Xvvopopo Down

Ta moudd pe ovvopopo Down €xovv avénuévo «ivovvo vyl TOAAEG
opOarkég mabnoelg, mov meplapuPdvovv Katappaktn, oTpoPiopd, oeOaAUKES
avopoiies kol kepatokmovo. To moudl pumopel va weeinbel onupoviikd ov ovtég
AVTILETOMOTOVV vopic ot {on. Ov evilkeg pe obvvopopo Down pmopel va
avortoéovy KaTappaktn moAD vopitepa amd tovg vIolowtovg eviiikes (POAAaG,

2005).
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Ewoéva 2.4: Xapaxtiptotikd cuvdpouov Down.

ITnyn: http://downsyndromesl.blogspot.gr

2.3.4 Nevpoivopartoon

Avtiy 1 mabnon €xer onpavtikd avénuévo kivouvo Yoo GYKovg TOV OTTIKOV
VELPOL Kol TOV KOyYov Kot To mpooPePfAnuéva modid ypetdlovion TPOANTTIKO
oBodporoyikd éreyyo. To modid mov £yovv €vo YOVED E VEVPOIVOUATHOON
ypewalovtar emiong mpoAnmTikd €Aeyyo, kaBmdG 1M VOGOC £UPAVI(EL AVTOCOUOTIKY

emikpotikn kKAnpovoukotta (IToraddmoviog, 2000).

2.3.5 Aoipoén pe tov 1o HIV

Onwg kot pe Toug evihikeg, to wondid pe HIV ypetdlovion mpoinmtikd Ereyyo
vy aueipinotpoeidonadeio. amd kvtropoueyoroid (CMV) otav €yel avamtuydei

onuavtiky ovocoavendapketo ([Taraddémovrog, 2000).
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Ewoéva 2.5: O 10¢ tov AIDS

Inyn: http://sparkonit.com/2014/07/23/researchers-eliminate-hiv-virus-using-

genome-editing-technique/

2.3.6 Howd pe koBvotépnon Tt oavantoéng 1M apofraipote

eKaiogvong

O otpaPiopodg kot ot dStbAacTIKES avopaiiec Bempovvioal cuyva adikwg mg
vrevBuva Yo TIC OLGKOAMES LABNONG KoL TV KOKY| ETI00GT TV OOV GTO GYOAELO.

[Mop’ 6Aa avtd, moudd pe mpoPfAquota avamtuéEng ypeldloviol TOLANIGTOV
évav opBaiporoyikd éleyyo mpoxelévov va dwmiotwbel av pio younAn opoon

amotelel cuVieTOo ToL TPoPAnuatoc (codwaotddn, 1996; Ianaddomoviog, 2000).
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Kegdaiaro 3° : Kinpovopikés nadfiosig Tov 0gOuipod

3.1 Opopog

Mia dratapayn tov patod puropel va mpokAnOel amd HOALVGT, TPAVUOTIGUO 1)
eMmAOKES amd 0oBéveleg GAAOV opyavev, Omwg 0 €ykEPOAOG 1 TO OLHOPOPO.
ayyeio. Exktoc and avtég tig emdpdoelg, n yevetikn mailel KATOALTIKO pOAO GTOV
npokafopiopd e Tpodiibeong evog atdpnov oe achévela Tov potidv. O TOVog Kot ot
dlTapayEg TG OPAoTG EIVOL KOWVEG GUVETELES TV OCHEVELDY TOV LOTLOV.

Ta dropa pe owoyevi TPOSAOEST Y10, TV OTOLAONTOTE ACHEVELD TOV LATIDV
KA Oa Kdvouv va evnuep®mBoDV OYETIKA LLE TIG EMTTMOELS TNG KOTAGTAGNG TOVS Ko

TG emA0YEG Yo T Ogpameia Tovg (Pavan - Langston, 2006).

3.2  Ayxpoparoyio

O 0pog avaeépetor ovvnlog ¢ YPOUOTIKY TOEA®OT, OnAadn degv
EKONADVETOL MG TPAYLOATIKY TOPAMCT, 0ALL ®G advvopio vo dtakpivel o acevig Tig
dwpopés petald opwopévav ypoudtov. H kinpovoukn ayxpopoatoyio eivor mo
GLYVI OTOVG GVOPES, OMOL TIG MEPICGOTEPEG POPEG EMNPEALEL TV KAVOTNTO TOV
ac0gvolg va aviyveDGEL TO YPOLOTO KOt VO SLOKPIVEL TO KOKKIVO KOl TO TPAGIVO.

Ot YOpOKTNPIGTIKES OMTIKES OLPOPEG TNG OpOUATOYiNG TPOKOTTOLY Ond
EMITTOUO. TOV KLTTAP®V TOV AUPPANGTPOEOOVS OV AVIXVEDOLV OPIGUEVO UMK
Kopatog emtdc. [epapatikn yovidwaxkn Oepameio €xel amodeyfel Ot1 pmopel va
Bepamevoetl aypopatoyio oe mONKOLS, CALL Lo avOP®OTIVY EKSOYN TS O1UOTKAGTOG
avtg dev vmhpyel. H aypopotoyio etvor o dwoyepioyun katdotoon, aArd pmopet
Vo €XEl EMITMOOCELS Y0 €KEIVOLG, TV OMOlV 1 EMAYYEALOATIKY] GTOO0pOUia
e€apthral amd TV OMTIKN avTiAnym, OT®G Yo TOPASELYLLO. TOVS 0dNyovs (pavapt
KOKKvo — mpdoivo). O Bailey onueidvel 6tt opiopéva Gropo pe ayxpouatoyio
UTOPOVV VO EMAEEOLV KOl VO, YPTOLUOTOMGOLV EOIKA YVLOALL OV EVIGYVOVV TO

YPOUA 7| POKOVG ETAPTG Yo Vo pewBel  ontikn Tapapdpemon (Porrag, 2005).
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3.3 Tlodkopa

To yAavkopa eivarl pio acBéveln, n oroio propel va kKAnpovounei. Xvyyevég
YAOOKOUO VTAPYEL OTOV ML YEVETIKY] TAPOAAOyn mopepmodilel Tovg pevotolg
ay®YOUG TOL Patiov va avartuyBodv kovovikd. 'Eva maidi mov yevvidtol pe cuyyevég

YAODKOLO EKONADMVEL COUTTOUATO LEGO G AlYOVG UNVEG PETA T YEVVNOT| TOV.

: — ‘;_‘ P AIHOHTIKOE
EAABH F (&2 / Hemo:

TOY OMNTIKOY NEYPOY ZYEZZIQPEYZH TOY
YAATOEIAOYZ YITPOY

rAAYKOMA

Ewoéva 3.1: Anewcovion I'havkodpoatog

IInyn: www.retina.gr

Svuntopota 6nog n 00Amon, N evoicHncio 6To E®G, 1 dakpHPPOLXL KL M
doyKkmon pmopel va emnpedcovy o €va 1 kot o dvo pdtia. Evtuydg, n xeypovpykn
eméupoon avoiyoviag kot ameAevfepdVOVTOG TOLG PELGTONG AY®YOVS UTOpEl va
amoTpEYeEl UEALOVTIKG mpoPAnuato Opoaone o€ TOAAOVG aoBeveic pe ovyyevég
yhaokouo. H exépPacn avtn yivetar evd o acbevic eivon vd vapkwon (Ztdykoc,
2002).

3.4 Nvotaypodg

Ta dtopa e VooTayto 0ev umopohiv vo eAEYEOLV TV Kivion TV HOTIOV TOVG,
0l 0Toieg GapdVOVY Ypryopa oe pia kivion side — to — side. O vvetayudg pmopei vo

glval cuyYevig, Kot ToL OTOTEAECUOTE TOL UTOPEL VO EMNPEAGEL TOGO TOV TPOTO TOV
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Kkdmotlog PAEREL, 6GO KAl TOV TPOTO OV 01 GAAOL PAETOVV TO GLYKEKPIUEVO dtopo. O
TPOTOG OV EUPOVILOVTOL Ol EMITTMGELS OVTNG TS KATAGTAOTG LWTopel v 00N yncovv
o€ Opato aVTOEKTIUNONG Kol KOWV®OVIKOD GyYous. ATOUO LE VOOTOYUO UTOPEL KATmG
vo eAEYEOVV TIG KIVIIGEIS TOV HOTIOV TOVS, GTPEPOVTOS TO KEPAAM TOVG o€ o Béom
ov ovopdletar « pundevikd onueio », 6mov N kivon TOV pATIOV givol KAEW®UEVN
Kot M ekova otabepomoteitat. To Botox kot dAda edppaka £xovv ypnoipomomOet yo
™V eniTELEN WO TPOCO®PIVAG UEIMONG TV CLUTTOUATOV TOV Vvotaypod (Mdoyoc,
2003).

3.5 Kinpovopikéc dwatapayés T0v GLVOETIKOV 16TOV pe 0QOaApiKéC

owrapayés

To avBpdmivo patt kotd kOplo Adyo amotereitor amd cvvdetkd 1610. O
oKANPOS yrtdvag (0 16TdC ToL 0moTELEL TO AEVKO TOV LATIOV) Eival TO KOALOYGVO Kot
avtipocwnevel To 80% tov 0@Boipod. O kepaToeldng ival o¢ et T0 TAEIGTOV Ao

koAayovo (Pavan - Langston, 2006).

3.5.1 ZXdvopopo Ehlers Danlos (EDS)

To obOvdpouo Ehlers Danlos sivar pia opddo amd KANPOVOIKES StotapoyEg

TOV GLVOETIKOV 16TOV 7OV YopoKTNPIovTal amd VTEPEKTACTIUOTNTA TOV OEPLOTOG KO

€VOPALGTOHTNTA TOL GLVIETIKOV 1GTOV.

_,.
'
H.
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i
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- e | ..: =

e -
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Ewova 3.2: Xopakpiotikd tov cuvopopov EDS

IInyn: http://moodle.dearbornschools.org

Avtd to cvpmtOpaTe TOTELETAL OTL €lvol TO OMOTEAEGUO TNG YOVIOLOKTNG
petdAraéng mov enmpedlovv T doun M TN GLVOPUOAIYNOY| SLUPOPETIKAOV TOTMV
KoAayovov. To pdtt amotedeiton and 80% worlaydvo. Qg ek TovTOV, GLVIGTATOL OTL
ta dropa pe EDS ogeilovv va dovv TovAdyiotov pia @opd TnNoine Tov OTTopéTpn M
tov opBaiuiotpd Ttovg Yoo pwoe wAPN afloAdynon G VYENG TOV HOTIOV TOUG
(Maumenee, 1981).

H mpot e&éroon Ba mpémer vo mepriapfavel €va TANPEG 10TOPIKO KoL TNV
eEétaon OAwv TtV pepdv tov patov. H dactodn g kdpng tov o@Baipod Ha
empéyel v 01e€0d1kn €EETOON TOV E0MTEPIKMOV TUNUAT®OY ToL patiov (Pyeritz,
2000). Mg etqoteg €etdoelg mapakorovdnong, £vag oeBaApiaTpog TPETEL VO EIVOL OE
0éon va evtomicel onowadnmote ook aAloiwon. H mapovsio kot 1 ¢Oon tov
KkéBe mOVoL, 1 epLOPOTNTA N O1 OAAAYEG otV OTTiKT 0&VTNTA ATOUTOVV TEPALTEP®
aloroynon. Omowadnmote dwatapoayn otnv Opacn oamortel ko po eEnynon. Edv
TPOKOWYOLV OAAAYEG TOV OUEIPANGTPOEOOVG, 1 CLYVOTNTO TOPAKOAOVON OGNS TTPEMEL
va yivetat TovAdyiotov kdbe €61 univec. [No TAompeg (kupovopeva onpeio Ticm and
T0 QOKO TOL HOTIOV, GLVNO®MG aKkivOLVOLG Kol 0OPATOLS KOTA TN OLUPKEWD TWV
oLVNO®V OTTIKOV SPAGTNPIOTATOV) TPOTEIVETAL 1| cLYVOTNTA TOPAKOAOVONGNG Vo
elvan k60e tpelg unveg. Ot acBeveig mov eppaviCouv Aapyels emtog o mpémet va To

avoeEpovy apécmg otov opboiuiotpd tovg (Maumenee, 1981; Pyeritz, 2000).

Ta gvprjuata mov TPOocsd1opilovy TO CLYKEKPYEVO GUVOPOUO, VOTEPO OO

moALAPOES peAéTe etvan T €ENG:

EnucavOieg mruyég

Kepatoxkmwvog

Yyni poomnio

Mne oxAnpdg yrtdvog

YreEdpOpnuo eakov

ATOKOANGELS TOV AUPIPANGTPOELOOVS

c o o o oo

Ayyerddeig Aopideg
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2tpafiopog

Kopotido — onpayydorn cvpiyyo
Ddotopofia

OmnicO0 cTapLA®p

Muadkopo

Kotappaktng g oyxpdg kniidog
Expulopdg

c c o o cc c oo

EnpopBaipio

! Eyes

Marrow Nose

-
Thin Lips

Small Chin

4,
Vo
Ewova 3.3: [Toudi pe ocvhvopopo EDS
IInyn: http://www.annabelleschallenge.org

Noa onuewmdei 6t avtd To evppoTo EPPavICovTal ETIGNG KOl GTO PLGLOAOYIKO

mnBuopd Ko Ot Kopio Epevva HEYPL GNUEPO OEV EXEL GLYKPIVEL TNV EUPAVICT] TOVG
€VTOG TOL YeVIKOU TANBLGHoD pe eketvn Tov atopwv pe EDS. Inuovikd otoyvootikd

KpLTNp1a Yo T0 GOVOPOUO TEPIAAPAEVOUY TNV aoTAfEl TOV GKANPOD YITAOVO KOl TNV

opBaiuikn pnén (Malfait, 2012) .

EnucévOieg mruyég

H emdvbo mroym eivon puo emmAéov mtoyn Tov dEPUATOS TOL KAAVTTEL TNV

eowtePkn yovio tov patov. Ilpokoieitor amd TNV VAEP EMEKTACIUOTNTA 1)
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nepiooelag Tov dépuatog v Prepdpov. H mepicoeia tov dépprotog mpokaiel po
VYN otV mEPLoYN mov Ppioketar mAnciéotepa g oS Ot emkdvOieg mruyég
Bpiokoviar cuvnBwg oty KAacikob thmov EDS4 kot otoug avBpdmovg ¢ ac1atikng

kataywyng (Beighton, 1997).

Kepatoxkmvog

DOYWEZEIONOTINIKO KEPATOKLODNOEZ

Ewova 3.4: Avatopio KEpATOK®VOL

IInyn: www.ofthalmiatroimyopia.gr

O kepatoedng elvar n caPng LEPPPAvn 610 UTPOSTVO HEPOS TOL POABOV TOL
potov. O kepatdkmvog etvar éva 100G AVAOUOANG KOUTLAOTNTOS TOL KEPATOELDOVG
oL gpeoavieron dtav 0 KEPATOEONG TaipveL oyNo. KdVov. XvpPaivel cuvibwg kotd
v 0evTePN 1 TpiTn dekaetio TG (Mg Tov acBevovg kat avtd mTov TPOoKaAEt givar va
TAPOLOPOOVEL TIG ekOvee. [TioteveTan 0Tt givan o cvyvn peta&d TV avlpOTOV e
TOAMEC aAlepyieg (atomikn). Ot pakoi emaenc mov givar domepatoi omd aépa eivorl
ypnowotl. Q¢ tedevtaio A0oT, mpoTeiveTon 1 HETAUOGYEVOT KEPATOEWDOVS, 1 OToin

gtval armapaitnn. O KepatdK®VOG pumopei va 0dnynoet oe topiwon (Lawrence, 2005)

Yynin poomio

Q¢ vynAn poorio yopaxtmpiletor and v Opact, n omoia yiveror BoAr ce
avtikeipeva amodotaons. To onueio £0Tioong TOV QOTEVOV OKTIVOV TOL EIGEPYOVTOL
67O HATL Eivon pmpoatd amd tov apePAnotpoedn. Ot dropbmtikol pakol emagng sivat

po amoteleopatiky Oepameio yio v vynin pvomnio (Beighton, 1997).
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Ayyerddeig Aopideg

Ot ayyeuddelg pofdmoelc eivor poyués ommv peuPpdvn tov Bruch. Ot
«pafddoelg» ovvnbwg axtvofolovv amd Tov OMTIKO dloko Kot epgavifovior og
aALOYEG OTO YPOUO TOV OUEPANGTPOEBOVG. Mécm NG ynpavons, N HeUPpavn tov
Bruch mokvdvel, aAld edv vapyel £vo EAATTOUN GE OTOL0ONTOTE OO TOL GTPMUOUTO
KOAAOyOVOL TG pepPpdvng, epeaviCoviar papdmocels. Eivar cav kdmotog va PuBilet
éva EEPOVOKMTO UMAAOVL GTO YPAOUO Kol VoL TO a@NoEL Vo oteyvioel. Kabaog to
UTOAOVL S10YKAVETAL, pOYUES epeaviCovior oto ypopa. Ot ayyelddels pafdmdcels
elvol  KOwEG o0& TMOAAEC GULOTNUIKES  OlTOpaXEG  CLUTEPIAAUPOVOUEVOV  TNG
SPEMAVOKVTTOPIKNG ovatpiag, TG emAnyiog, tov ocbvdpopo Marfan, g vocov tov

Paget, kar EDS (Malfait, 2012).

Xrpafiopog

O otpafiopndc epeaviletar 6tav to pdtt oe edomn npepiog eivan og BEon té€Town
mov glvar ekTdg amd to KEVIPO. Mia opdda €51 pudv pmopel vo KpaTioEL TO LATL GTN
0éon tov kKo va pmopécel vo kivnbel mepiotpoekd. Kot ta d0o patio Kavovika
Kwvobvtol 6e€ ovvevvonon 10 €va pe 10 GAAo. Av KAmolog omd TOuG HLG Eivon
acOevésTtepog amd 0, Tt 01 VITOAOUTOL, TO LATL Ba TAPACHPETOL.

Yrdpyovv ta €€ng £idn oTpafiopov:

Vv Eocotpornia: [Tapovsialetar pe m yévvnon 1 uéypt 3 e1ov
Vv E&otpormia: Zndvia pe 1 yévvnon, cuvinlmg avorntdicceTon apyoTepPQ.
Vv Katakdpvpog otpafiopods

O emmtdoelg Tov otpafiopo givar 1 peimon g Opaong kot TPOPANUE STV
TPLeodoTOT OPOCT).

O otpafopdc dAhote elvar poévipog, Ko dAlote gppaviletor  katd
dwoTiuoTa, OTOS:

U Otav to modi dev @opd ToL YLOALY TOV,
U otav ko1talel o€ opIopévT amdoToon 1

U otav givol Kovpacpévo.
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[ToAAG €107 TOL VIAPYOLV €K YEVETNG Kot 1 aywyn cuviBwg apyilel mpv mhet
10 modi oto oyoreio. H cuvmBéotepn niwia yio v epgdviong stvor and 1o lo €rog
uéypt to 4o . Av cvvordpyet pe GAAN Tabnon tov patidv (0nmg m.y, 0 KATapPAKTNG),
TOTE TPEMEL VAL YIVEL LU0 TTPOGEKTIKT OELOAOYNOT TNG OTTIKYG AELTOVPYIOG TOL A0V,
KaOdg 0 oTpafiropog Tpochitel peydres SVGKOAMESG GTO VILAPYOV TPOPANLLAL.

Emntdoeig tov otpaPiopov oty eknaidgvon:

+ N dvoKoAla og mayvidlo Kol dPACTNPIOTNTEG TOV OTOLTOVV YP1YOPO
OTTIKOKIVITIKO GLUVTOVIGHO

+ amoteiton otevn emifAeym oe pabnuato pe mPAKTIKY AoKNoT, OTW®G
., GE TELPALLOTOL.

+ ot UIKPA Tondld {6mG YpelOoTEL VO GKETAOTEL e EMIOEGHO TO «KOAO»
HATL, HEW®VOVTOS £TOL TNV OMTIKN 0EVTNTA Kot KOOIoTOVTOG EVOEXOUEVMOS TO TToudl

AVTIKEIIEVO TTEWPAYUATOG OO TO AAAN TTOdOLA

i Otav to pPATL dgv givol OKEMOGUEVO e €MIOECHO, UTOPEL VAL VTLAPYEL
dumhomio
+ mpénel va dlveton mpoooyr otn B€on tov TadoH otV TAEN, Yo Vo

LEYIOTOTOLEITOL 1] ¥PNCIHOTOiNoT ToL «kaAov» patiov (Malfait, 2012).

Kopotido — onpayydorn cvpiyylo

‘Eva xopotido — onpayyddeg ovplyylo kOAmwv potdler moAd o éva
avevpoopa. Eivor n pnén tov apropodpov ayyeiov mov arpoppayet o€ pion Koot
KOATOV Ko/ 1 Kdmolov pépovg Tov patov. H por| tov aipotog propei vo TpokaAécel
coPapéc dopkég PAaPeg ota patie. Xpnler Ponbeiog kabotL elvar emeiyovoa
KOTAGTAOT OTOV £Va OTOHO OVOPEPEL OTL OKOVEL TOV TOAUO TOV GTO UATL TOL Kot £)EL
LETOTIKO TOVOKEPOAO o1 pio M v dAAn mhevpd. ‘Eva kopoTtido — onpoyyddes

ovpiyylo Bpicketon cvvnBwg otov tomo IV EDS (Malfait, 2012).

dotopofia
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H ootopofia eivar pia dvcsovetio 610 owg 1 10 évtovo ewg. Mmopodv va
amoAlayovv oamd 1N Ovouevy Béon mov Epyoviar Ady® oavtig NG acBivelng
YPNOLOTOIOVTOS YVOALL NAiov pe euué tCaa, ta omoia eival avOekTiKd avTnAld M
&xovv okovpo UV mpooctaciag. H agpvikn potoeofia, mpénetl va avapepOel apécmg

otov opBoApiatpo 1 otov omtiko ( Lawrence, 2005).

OmnicOo otapdropoa (Rear stafyloma)

To omicbio octapOAopo givol YopOKTNPIGTIKO EVPNUE GTNV EKQPLAIGTIKY|
poonio kot opeiletor 6TV TPOOdELTIKN avEnon Tev dactdoewv tov BoAfov. O
GYNUOTIGUOG GTAPVAMUATMOV GTOV IGTUEPIVO LE GUVOOO AETTLVOT TOV GKANPOV dev
glval 6mAviog, 0ALA TOL GTOPLAGNOTO TOV gvTomilovtol oTtov omichio TOAo glval ovTd
oV omeovy dueco v Opacn tov acBevi. To omicBo ctapdriope eivor éva
TEVIOUO 1] TOPOUOPOMOT) GTO ToW WEPOG TOL UATIOV. XTOV GKANPO YLtV 16TO
onuovpyovvtat "QovoKeS”, ol 0moieg 00MNYOVV GE GNUOVTIKY] HVOTIKN WETOTOTION

(awénuévn wonia) ( Lawrence, 2005).

[Maovkopa

To yhadkopa elvar n adénon 1 n oAdaynq otnv evooeBdia micon n omoia
odnyel oe peimon g 6pacng mov Kupoivetal omd eAaPPEG aALAYEG HEYPL KOl TNV
TOPA®OT, KOODG Kol U0 TPOOSELTIKY] OMMOAEWL TNG MEPLPEPIKNS Opaons. To
YAaOkopo gtvar pn avastpéyiun o@BoApiky vocog, edka v Tpocsdlopiletal moAD
apyd otV e£EMEN TOV GLUTTOUATOV.

[Tlotevetonr  6t1 mpokaAeiton omd  pvomia, 1 KAnpovopkdtnto, omod
Tpovpatiopnd, amd to SofnTn N ayyslakég Ko unyovikée ovouaiieg (Lawrence,
2005).

3.6 Koartappaxtng

Opiletal ®¢ KatappaKING OTOOOMTOTE AOAPAVELD TOV KPVGTOAAKOD (OKOD.

O xotappdkng eivar o B06Amon tov eakov. O 16tdg 6T0 PaKd amoypwpoTileTon
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QULOIKA Kol EYEl G AMOTELEGHA T GKANPLVGONG Tov. ['tvetan mo xpvcds 6to YpdUa
KaBdg TUKVAVEL, TO 0moio pewdvel emiong v opaocn. [Ipdwpog katappdrtng pmopel
va ovpPel amd v ékBeon ommv vrePdON aktivoBoAin, Tov dwPntn 1N TOLG

dratpo@ikovg tapayovteg (Malfait, 2012).

Mormal, clear lens Lens clouded by cataract

| ‘r,rl*

Ewoéva 3.5: Katappdxtng opBaipon
IInyn: http://blog.doctoranytime.gr

[Ipoxdmter 6tav o Oeikng SOAAONG TOL POKOV JSPEPEL CNUOVIIKG GE
OmOGTACELS OV TPOGEYYILEl TO UNKOG KOUOTOG TOV EKTEUTOUEVOL PMOTOS. Avti 1M
petafoAn tov deiktn 01dOhaong pmopet va TpokLYeL amd PeTaOAEG GTN dOUT| TOV
KUTTOPMOV TOL QOKOV, OAANYEC GTOL GUGTOTIKG TNG TPOTEIVNG TOV GOKOV, 1) KOl TO
dvo.

O oymuotiopnog Kevotomimy Umopel vo TPOKAAECEL LEYAAEG OLOKVUAVGELS GTNV
OTLTIKY] TUKVOTNTA, UE AMOTEAECHO TN OKEOAOT TOV PWTOS. H okédaon tov pmTog Kot
™G adPAVELNS EMIGNG TPOKVTTEL EAV VILAPYOVY GNUOVTIKEG GUYKEVTIPMGELS VYNAOD
poplakob Bapovg oe mpwteivikd cuccopatdpata, tepintov 0,1 Nm 1 peyolvtepa og
péyebog.

O ovyyevig M Bpepikdc KaTappaktng €lvarl 0patds Katd T0 TPAOTO £T0G TNG
Cong. O veavikdg katappaktng epeaviletar péca oty tpdt dekaetia g Long. O
TPOYEPOVTIKOG KaTOPPAKTNG enpaviletor mpv v nAkia tov 45 ypdvev kol o
YEPOVTIKOG 1| GYETILOUEVOG LE TNV NAKIK KOTOPPAKTNG, 0T cuvEXELd. Ta opla peta&y
TOV S0POPOV TUTTOV KATAPPAKTY €lval Katd mpoceyyion. [ mapddetypa, epeuvntég

eetdlouvv akdpa eqv glval to 1010 TV 1 ELEAVIGT) TOL VEAVIKOD KOTOPPUKTI VO
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ocvpPaivel Tpv and v nhkio tov 20 etdv pe Tov Katappdktn mov eivor mbavog va
ocuuPel petd ta 60 ypdvia.

H nAikia katd v évapén tov Katappdrtn €V VTOOEIKVOEL QmOPoiTNTA TNV
attodoyion Tov. O oLYYEVIC KATOPPAKTNG Wmopel v  givor  KANPOVOUIKY 1
devtepevovcso emPrafng evdopntpie PAaPn (myx. ovyyevig epvbpd). (Pavan -
Langston, 2006).

Gatvetor mOavd 0Tl PETOALAEES o8 TPOTEIVES TOL POKOD €ivol KAVEG Ao
UOVEG TOVG Y10l VO TPOKAAEGOVV GLGGMOUATMOOT TNG TPOTEIVIG TOL GLVNOWS 0doNYel Ge
ovyyevl  Kotappdktn. O KANPOvOMIKOG GLYYEVIG KOTOPPOKTNG TElvel va
KAnpovopeitar cOpe®va e Toug VOHoLg Tov Mévted pe emkpatég yovidlo, Evad o
KaToppdrtng mov oyetilovion pe v nlkio teivel va gival moAvmapoayovtikdg, 1060
pe TOAAOTAG Yovidlo kol TEPPAALOVTIKOVG Topdyovieg mov ennpedlovv TOV

eowotvmo. (PoArag, 2005).

3.7  Xuyyevic KaTappaKTNG

Otav o katappdktng etvor Tapdv katd ™ yévwnon N otav epeaviletorl Kotd
M SWIPKEW TOV TPAOTOL TPRVov TG (NG Tov aTOHoL, OVOUALETAL CLYYEVIG
katappaktng. ‘Exer Bpebet 611 10 0,4% tov veoyvov sppavifovv kdmolad popen
00l mong Tov Pakov. 10 35% TtV acbevodv pE GLYYEVI] KOTOPPAKTN GUVLTAPYEL
Kot GAAN o@BaApkr BAALN.

O ovyyevig xotappaktng etvor pio amd TG KOpleg outiec eU@AVIoNg
Aevkokopiog Kotd Tovg TPMTOLG MNves N €t ¢ (Mg tov atouov. To 60% twv
MEPWTAOCE®YV  GLYYEVODS  katoppdktn  €lvon  dyvootng  oitwohoyiong. H
KANPOVOLIKOTN T OmOTEAEL TV ouTiot 610 25% TOV TEPITTOCEMV.

Ala aitia oL givat SuvaTOV Vo TPOKAAEGOLV GLYYEVT KATAPPAKTN elvat:

a) Aowméelg tov euPpdov, 1oyeveic Aowwmdéels: O ovyvoTEPOC 10G MOV
pocParrel To EuPpvo eivar o 10¢ g epvbBpdc, Otav N untépa mTposPAndel Katd to
TPOTO TPIUNVO NG KONoNG. XvvNBmG, KTOC amd TOV KATAPPEKTY|, TOpaTpovVTOL Kot
dAlec PAaPec, Ommg pikpoeBoipio, KOE®ON Kot KopdKES dwpoptieg mepl

dlmlaon K.o.
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B) Myn eopudkov omd ™ untépo katd to npdto 3unvo g kvmong, Ta
KOPTIKOGTEPOELDN, GLGTNUOTIKA YOPNYOVUEVA, €lval TO KUPLOTEPO QGAPLOKO TTOV
TPOKAAEL KATOPPAKTN 6TO EUPPLO.

v) aktvoPBoria pe aktiveg X

d) dwrtapayég Tov petofoAopold kot ™G Opéyng my. SoPnRng Kot
VTTOGITIGLOG

€) petaforkég datapayég Tov VEoyvoD

o1) o@OaAKEG dlapoptieg KoTd TN OAmAooT, TETOEG OlOUOPTIEG TTOV
ouvodgvovTol amd KoToppdktn elvar M pikpoeBoiuia, 1 ovipdia, n ekTomio TOL
QoKoy K.

{) ovotnuaTIKG KANPOVOUIKA GOVOPOUE KOl XPOUOCOUIKES SOTapayES, M
00lmon Tov EOKOV GVVOJEVEL GLYVA JLAPOPO KANPOVOUIKE GUVOPOUE OTMG TO
cuvopopo Crouzon, kot to cOvdopopo Down cto omoio o katappdktng eppavileton

o1o 15% tov nepumrtdocwv (Kanski, 2009).

Exgolion g oypdg kniidag

H ekpolion g oypdg kniidag cvpPaivel 6tav 1 oyxpd knAido atpogel Kot
mpokaAel aAAayég oTn YPOOTIKY OvGio HE OMOTEAECUO TNV €VIOVN WEI®ON TNG
opaons. H oyxpd knAida, 10 1oyvpdTEPO TUNA TOL OUPIPANGTPOEISOVGS, TEPLEYEL TV
VYNAOTEPN GLYKEVIP®GT TOV LTOSOYEWMV TNG OpACNS. YTAPYOLV VO €01 EKPVUAIOTG
™G YPds KNAldaG: n vypn kot 1 Enpn. Zv VYPN EKPOAIOT TG OYPAS KNAdAS T

OLoPOPa ayyeio TOV AUEBANGTPOEIB0VE GTTAVE 1| VTOKEVTOL GE dLOPPOT).

QXPA KHAIAA

EIKONA 2
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Ewova 3.6: Qypd kniida

Inyn: www.iatropedia.gr

H &npn ekpOAion g oyxpds knAidag eivar po emdeivoon 1 "eBopd™ tov
apePAnotpoedots. Yyniol mapdyovieg Kivobvov mepthappdvovyv v €kBeon ot
YPOVIQ LITEPLOON OKTIVOBOALN, TO KATVIGHLO KOL TNV OVETOPKY| 0 OPENTIKE GLGTUTIKA

dwatpoen (Malfait, 2012).

H EnpopBaipio

H &npopBarpio mpokdmtel dtav 1 KOVOVIKY ETGTPOOT TOV d0KPV®V GTO UATL
etvar petopévn. Ta Enpd pata dev Ba mpémel va aviyetonilovrol pe o@OoAKEg
OTAYOVEG TTOL TEPLEXOVV GLVTNPNTIKG . Avti avToV, 0 asOevig Tpénet va Tivel apbovo
vEPO, VO AVOLYOKAEIVEL GLYVA TO. LATLOL TOV, VA PN oIpomotel pia {eoth Kopumpéoa oTa

patia M / ko oeBodpikéc otaydveg yopic cuvenpntika (Malfait, 2012).

3.8 To Xdvdpopo Marfan

To ovvépopo Marfan eivor por yevetikny dwotapayn mov exnpedlel tov
GLUVOETIKO 1670 TOv GOUATOG. O GUVIETIKOG 16TOC KaTéXEl OAQ TA KOTTOPO TOV

COUOTOC, TOV 0PYAVMV Kol TV KOOV 16tdv. Emniong, mailel onuavtikd polo 610 va

Bonbnoet to oo va peyOADGEL Kot Vo ovorTuyfel cmoTd.
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1. ¥apoaxtnpromko g acBevc pe ouvbopo Marfan, pe poxpud ket AenTa yepuo ko o b

[ peep—

Ewoéva 3.7: Xapoktnpiotikd cuvopdpov Marfan

[Inyn: www.iatropedia.gr

O ovvdeTikog 16T0¢ amotereitan amd mpwteiveg. H mpwteivn mov mailel éva
poro oto cvvdpouo Marfan ovopaletau fibrillin-1. To Marfan covépopo npoxaieitar
and éva eldttopo (] petdAloln) oto yovidlo mov AéEL OTO COUA TMOG VO
«kataokevacew  fibrillin-1.

Avty M petdAloln €xet o¢ amotélecua pio avénon oe pio mpwTeivy MOV
ovopdleton avéntikdc mopdyovtag petacynuoticpuov Prta, 1 TGF-B. H avénon tov
TGF-B mpokadel mpoPfAnuata oe cLUVOETIKOVS 1GTOVG GE OAO TO GO, TO OTOT0 LE TN
GEPA TOV ONUOVPYEL TOL YOPUKTNPIOTIKE KO TO LOTPIKA TPOPANLOTO TOL GLVOELOVTOL
pe o ovvopopo Marfan kabdc kot opiopéveg cuvapelg dtatapayEc.

Ene1dm 0 ovvdetikdg 1010¢ Ppioketal oe Olo 10 oodua, to cuvdpopo Marfan
Umopel vo emnNpeacel TOAG OPOPETIKA PEPT TOV GOUATOS, KaODG Kal. TO GuYVA
oTNV KOPOLd, To opo@dpa ayyeio, To 0otd, TG apbpdoelg kol to pdtio. Mepucd
yapoxtplotikd Marfan - yio mopdderypa, to avedpucpa avioboog TNG COPTAS -

umopel va gtvor ametAntkn ywo ) {on.
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Otv mvebpoveg, 10 Oépua kKot TO Vvevplkd ocvotnuo umopet emiong va
emmpeactovy. To ovvdpopo Marfan dev emnpedler v gvguio (Pavan - Langston,
2006).

[Mepimov 1 ota 5000 droua éxovv 10  ovvopopo  Marfan,
CUUTEPIAOUPOAVOUEVOV TOV OVOPOV KOL TOV YUVOUUKOV OA®V TV QUAGV Kol
ebvicottov. Ilepimov 3 ota 4 dropo pe ovvdpopo Marfan 6o to KAnpovouncovv,
OV ONUAIVEL OTL £YEL KANPOVOUNCEL TNV YEVETIKN UETAALAEN amtd €va YovEd TTOL TNV
éxel. AMAG, pepkol avOpwmot pe ovvdpouo Marfan eivar o1 TpdTOL 6TV O1KOYEVELD
Tovg oL to £Yovv. Otav cvpPaivel avtd, ovopdletor ovBOpUNTN HETAALAEN.

Ta yopaktnpiotikd tov cuvdpopov Marfan kot cuvaeeic dotapayés pmopet
VO ELPAVICTOVV GE OTTOLOONTOTE NAKIO Kot €ivol To TopaKAT®:

- Moxpd ta gépia, to TOd Kot TO SO TLA

- ¥nAdg kot Aemtdg TOTOG CAONOTOG

- Kvpt omovovAikn otiAn

- XmBog¢ Pubiouévo 1 mpoeEéyov

- Bvéhkreg apBpaocelc

- H mlotvmodia

- ZUVOOTIGHOG dOVTIDV

- Poayddec oto dépua, mov dev £xovv oyéomn He TNV owEnom 1 TNV ATOAELN

Bdpovg

2to pdrio mpokorel cofopn poomia, eEapOpouévo Gokd, amokKOAANGN TOv
apQIPANGTPOEOOVS, EUPAVIOT] TPO®POL  YAOVKAOUOTOS, KATopPAKTN. Ot  €101KEG
eEetdoelc ovyvd ypelalovtol Yy TNV OVIXVELON OVTAOV TOV YOUPUKTNPICTIKOV

(PHrrag, 2005).

3.9  AtelMig ooTteoyéveon 1| euPfpuiki ooTEOTOPOON

H Atelng ooteoyéveon (OI) elvon pia yevetikn diatapayn yvooT) og achévela
TOV E00PAVGTOV 0GTAOV.

[IpocPBairer cuVMOWG GUUUETPIKA TIG HUIKPEG apOPADCELS YEPLOV KOl TOOIDV,
AL Kot 0moladNmoTE AAAN ApBpwon, cuyvh dpmc £xel Ko eEmapOpucéc evromicelg

og Ao 6pyava (Kapdlayyelakd cuGTnpa, dEpua, oeBaANdS K.4.).
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2V oKTVOAOYIKY €€ETAON TNG QWYEVIKNG LOIPAG TNG GTOVOLMKNG GTHANG
givar duvatov va mapatnpndei miatvPacia (avénon tev opiwv g Pdaong Tov
KpOviov) Tov Hmopel vo. 00N yNOEL GE GLUTIEST] TOV OTEAEXOVE Kol Vo eKONAmOEl pe
kepalodyieg, arta&ia, JSvoleltovpyld TOV KPOAVIOKOV VEDPOV, KOP®OON KOl
TOPOTAPEST).

Yrdpyet yevikevpévn vrepeAAcTIKOTNTO TOV apfpOCE®Y ToL pUmopel va
npokarécel kaBEEy e€apOpnuata dtupdpwv apbpdcewy. Ot pdeg givol VToToVIKOL.
To dépua eivor Aemtd Kot evmafés. AN YOPAKTNPIOTIKG TS TABNONG eivorl 1 ATEANG
000VTOYEVEGT, TO WUTAE YPOUNL TOV CKANPOV YUIOVOV TOV oeBuAudv Kot ot
EKGECT|LAGUEVOL OPMTEG AOY® ducavesiog otn LEotn.

Ot meprocoTEPOL YroTpol Bar dovv TOAD Alyovg OvOpOTOVG pHE OVTH TN
dwtapay Katd T dudpkel G otadiodpopiag tovg. O odnydg avtdg eivan,
emopévmg, (o gloayoyn ommv Ol kot g avagopd yu va fondnost pe tm Anym

KAVIKOV amoQicE®V.

Ewova 3.8: AtelM|g oote0yévecn 6ToVG 0POOALOVS

IInyn: http://el.wikipedia.org

H otehfg ooteoyéveon eivor piol KANPOVOUIKY) KATAGTOGT TOV GUVOETIKOV
10700. XTIC TEPIGGOTEPES TEPUTTMOOELG TPOKAAEITOL ard o Kuplopyn petdAraén oto
COL1Al1 11 COL1A2, ta yovidiae mov kwdkomowovv 1o KoArayovo tomov 1. Ot
avBpomolr pe atel) octeoyéveom £xovv AyOTEPO OMO TO KAVOVIKO KOAAOYOVO 1)
QTOYOTEPN TOOTNTO amd TO Kovovikd. Awydtepo omd 1o 10 101C ekatd TOV

nepumtwcewv Ol motevetor 0Tt TpokoAoHVTAL OO VTOAEMOUEVEG UETOAAAEELS OF
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dAlo yovidld 6TO0 HOVOTATL TOV KOAAayOvov. Ot petadhd&els ota yovidlo TpoAvA-
vdpo&uidaong 3 kat xovdpov oyetiCovran pe v mpwteivny (CRTAP) (Rauch, 2004).

Ta Gropa pe atehr] ooteoyéveon Tomor V kot VI dev €xovv amodeiktikd
otoyeio ota yovidla Yo HETOAAAEELS oTo KOAAayovo tOomov I. To yapoakinpiotikd
yvopwopo g Ol givor ta e08pavota ootd mov ondve gvkora. H OI ennpedletl 1060
MV TodTNTA TOV 0GTAOV OGO Kot TNg OOTIKNG MAlag. Xe pepkovs avOpdmovs, To
VWYoc, N akon, To OEpUa, TO CLOPOPa ayyeio, POEG, TEVOVTEG, Kol TA dOVTIO UTOPEl
eniong va eanpeactodv. H Ol givor eEapetikd petafinty, mov kopaivetol amd pio
NT LopeN YOPIG TOPALOPP®OT], KAVOVIKO OVAGTNLLM, KOl LEPIKA KATAYLLOTO GE Lo
popon mov givar Bovatnedpa Katd v mepryevvntikn mepiodo. Ta dropa pe atein
ooteoyéveon €yxovv o Blov tatpikd Oépata, oAAd ocvyvd Piodvovv vy kot
napaywywkn (on (Horwitz et all, 2001) .

Extipdror 611 25.000 éwg 50.000 avBpwmor otig Hvopéveg Iolteieg &xovv
ated ooteoyéveon kot 0t m Ol ovpPaiver pio popd kabe 12.000 €wg 15.000
vevvnoelc. H Ol eppavileton pe v 10100 suyvOTNTo. 6TOVG AVOPES KOl TIG YUVOIKEG.

H dodpketa (ong mowkidiel avdioya pe to €idog g Ol

u O nmieg popeég Ol dev enmpedlovv 10 Tpocddkipo {ongc.

u H Ol tomov III atelg ooteoyéveon TAPOUOPPAOVEL CTUSIOKE Kot
umopel va pewwoel ) owdpkew {ong AOyw g evaucnciog oe AOWMEELS TOV
OVOTTVEDGTIKOD KOl TNG KOPOLOYYELKOD GUGTNLOTOG,.

u H mo cofapn popen g OI, givor  OI tomov 11, 1 onoio givon emiong
kot M omoviotepn. Eivor ocvyvd popaio n katdAnén katd tn veoyvikn mepiodo. Ot
coPapéc popeic vroAeumopevng kAnpovoukng Ol givan emiong cvyva Bovatnedpe.

Ot Bgpoameieg mov peEAETOVTAL TEPIAAUPAVOLY TNV OVOTVELCTIKY VTOGTNPIEN,
KoL TN ¥PNoT TOV SIPOCEOVIKOV. Mepikd Bpéon mov apykd Oewpnibnkav otL £yovv
OI tmov II apydtepa yopoaknpionkav mg £xovieg cofopn OTEA] 0GTEOYEVEDT
tomov 111 (Glorieux, 1998; Rauch, 2004).

[evetikn

(%] H meoyneio tov otdpov pe otehr] ooteoyéveon €xovv Lo
petdAraén oe éva and ta dvo yovidwa, n COL1ALl, COL1AZ, ovtdg o TOTOC
Kwo1Komotel To koAlayovo |.

(0] [Teprocotepec amd 800 petodrdéelg £xovv avaxkaivgbei oto COL1AL

kot COL1AZ2 yovidia, ta onoia Bpickoviot ota ypopocopato 7 kot 17.
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(%] Ot Mydtepo ovyvég, amd pétpro £og coPapn popen g Ol, tomor V
kot VI, dev oaivetar va cvvdoéovior pe peToAAGEelg oe éva yovidolo tomov 1
KOAAOYOVO. XVYKEKPIUEVEG UETOAAAEELS TOL TPOKOAOVV ovTd T €10M dgv €youvv
axoun tavtorombel. Ymoynoewo yovidwa mepthapfdvovv ekeiva mov Ponbodv ctov
ELeYY0 TG AVATTLENG TV OGTMV KoL TV 0PpYAVMOGT TOVG.

(%] Aryotepor and 1o 10 101G ekatd v nepmtdcewv Ol moteveTanr 0Tt
TPOKAAOVUVTOL OO  VTWOAEIMOUEVEG UETOAAAEES o©Ta  yovidld OTO  HOVOTATL
KOAayovov. Metadddéelc ota yovidia yio tporvd 3-vdpo&vidon (LEPREL) kot yio
x6vopov mov oyetiletan pe mpwteivn (CRTAP) éxovv Tavtonomet.

Yrdpyovv opiopéves omavieg popeég Ol yua 11g omoleg n yevetikn outia etvon

axoun ayvoot (Sillence, 1981; Horwitz, 2001).

Kinpovopikdmra

XTI MEPIGGOTEPES OIKOYEVELEG, 1| OTEANG OCTEOYEVESY] KAnpovoueitor e
aVTOCOUOTIKO Kupiopyo potifo. H petddiaén Ba eivor cvvnbog tovtoonun péoa
OTIC OIKOYEVELES, OAAA I Ekppacn TS (dnAadn, o Paburog e cofapdTnTog Kot Tov
aplOpov TV KOTOYUATO®) UTopel va. S1opEPEL LETAED TOV HEADY TNG OIKOYEVELNC.

Avtopateg véeg petadrla&elg evbovovral yo Tig mepiocdtepeg meputmoelg Ol
o€ Tadld oL yevviinkav amd yoveic xwpic 10Topikd g vocov. Ot véeg petadddéelg
umopovv vo mpokarécovv ke gidovg Ol, oyt uévo OI tomov II i III. H xokn
dwTpoon, N €kBeon oe to&iveg oto MEPPAALOV, KOl 1] KATOVAA®GCT AAKOOA KT TN
OUIPKELDL TNG EYKLUOGLVNG OV (QaiveTol Vo TPOKOAEl OVTEC TIG VEES UETOAAAEELS
(Rauch, 2004).

[evetikny  ovpPovievtikn yivetar o€ OGOVE €YOVV  LIOAEMOUEVO TUTO
KANPOVOLKOTNTOG OTNV OTEAT] OGTEOYEVEST. LVVOEOVTAL E UETAALAEELS GTOL YOovidto
LEPRE1 kot CRTAP. Mia amd t1g petodrdéerc oto LEPREL éyel PBpebel va
epeavifoviot €101KA 68 AQPPOAUEPIKAVOVG Kol avOpmdmovg mov {ovv 6€ TEPLOYES TNG
Avtikig Aepkrg (Sillence, 1981).

H yevetikn ovpfovAevtik) cuviotdtol o6& OGLURTOUOTIKOVS Yovelg evog
OO0 UE OTEAT] OCTEOYEVECT] TPV OO OMOLEGONTOTE UEAAOVTIIKEG E£YKLILOGUVEC.
Otav n OI evog mandiov mpokoreiton omd por kvplapyn petdAraén vrapyet 2-5%
mhavotnro pe kéBe HEAAOVTIKY] E€YKLHOOLVY] TO Todl Vo TACYEL Oomd OTEAN

ooteoyéveon (Horwitz, 2001).
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O yevetkog éheyyog elvar daBéoyog Yoo va Kabopioet, evOEXOUEVOCS, KoTd
woOGoV N OYL:

- 'Evag yovéag é€xer mpomyovuéveg adllyvootn TEPITT®OY  aTeEAOVS
0GTEOYEVEDTG.

- 'Evag yovéag etvan popéag piog LeTdAAaéng yio po kopiopyn Lope1| aTteA0vS
ooteoyéveong OL.

- Ot yoveig M ta adéAQia givol QOpPElg HAG VITOAEMOUEVIC LOPONG ATEAOVG

ooteoyéveong (Glorieux,1998).

Aldyvmor, KMVIKE yopaKTnploTikd Kot ToEvOUnon e vOGou

Audryvoon

H dubyvoon Paciletonr kupiog o kMvikd ototyeio Kot eivar dSOCKOAN GTIG
NTOTEPES LOPPES TNG VOGOV KT TNV TPpdIUN odkn nAtkio. H mopamounn ce Evav
€101K0, OGS YEVETIOTN, 0pOHOTEDKO, 1] EVOOKPIVOADYO, O 0TOT0G £l KAVIKY gumepiol
OTNV AVIWETOMION atelovg ooteoyéveong Ol oe 6Ao 10 pdaopa twv Ol Tomovg, pumopel
va eivar amoapaitntn. Otv pekéteg 6to €pyoosTiplo Umopel vo amokAEicovy GALEG
oLVONKEG, va TapEYOLY TANPOPOPIEG TOV Elval YPNOUYLES OTNV WTPIKT dtayeipion, Ko,
0TI TEPIGGOTEPEG TMEPWMTMOOEL, Vo emPePardoovy TN Odyveoon UHECH  TOV

1pocdlopiopov g petdAraéng (Rauch, 2004).

H dwayvootikn dwdikacio 0o tpénet va mepthapfdvet ta axdiovbo fripara:
u 0TPIKO 10TOPIKO, GULUTEPIAAUPOAVOREVIIC TNG EYKVUOGVUVIG KOl TOV

TOKETOV TANPOPOPIES

u OIKOYEVELNKO 10TOPIKO
u pa QUOKY eE€Taon.
u Axtiveg X: Ta axtivodoywd evpnupato pmopel va meptlapfdavouv

ooteomevia (YOUNA 0GTIKN TLKVOTNTA), KOTAYLOTO, KOPTMOGCN TOV UUKPOV 0GTAV,

GTOVOLAIKY] GLUTTIEDT).
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H epyaotmprokn odyvoon g vocov mepthapufdvel v oaviyvevon Ttov
vevBuVVEOV YovidiwV Yyl Tn VOGO e LOPLOKES TEXVIKES, GTO aipa, TN oleAo, pe froyia

dépuartog 1 ootov (Horwitz, 2001; Rauch, 2004).

Khwvikd yapaxtmpiotikd- Tt mpokaiet oto patt

O oxAnpog yrtdvog umopel va paivetal o 6koHPog omd TO KAVOVIKO, L UTAE
N YKpL amdypmon. Xnueia mov TpocavatoAiilovv tov opBaipiatpo Kot vroyidlovv yo
™ voco givar ta e&ng (Rauch, 2004):

* H meprpépeta g kepaAng pmopel va ivon peyoldtepn omd to péco 6po, N M
KEQOAY] Lopel vo poivetal HEYAAN GE GYEON LE TO PIKPO GO TOV OTOLOV.

* Ta poraxd onueio tov Kpaviov umopel vo kieioovv apydtepa omd o
cuvnoicuévo.

*'Eva tpryovikd oynuo 1ov Tpos®Tov vl YopaKTNploTikd oTig o coPapés
HOPPES.

* H andAieto g axong pmopel va apyicet 6ta veapd eviiika ypovia. Zmdvia
ocvuPaivel vopitepa.

* To copo umopel va givor duvcavaroyo. To unkog tov Bpaytoveov i / Kot tov
OOV, N TO GLVOMKO VYOG TOL Toudlov, umopel v elvar pikpotepa, amd TO
OVOUEVOUEVO, GE GUYKPLOT UE avemnpEacTa modld. O Kopprdg Tov Tadov umopet va
elvarl pukpOTEPOG GE GUYKPION HE TO ¥EPOL KO To OO AOY® TNG OTOVOLAIKNG
ocvumieong

* Ta Bpéopn pmopet va £govv xapunio copatikd Bapog yio tnv nAkio tovg. Ta
peyorvtepa mondid eivor cvyva vépPapa yio to péyedoc tovc.

* To déppa pmopet va eivor LoAako Kot va O1povpyodviot LOAOTES EDKOAA.

* O1 apBpmoelg pmopel va elvar yorapés kot aotadng Kot ta wédo Propel va
elvan emimeda.

* Ta mep1ocoOTEPU TAOIA e ATEAT] OGTEOYEVEST] EXOVV UEIOUEVT] HLIKT palo
KoL GUVOEOVTAL [LE LVIKT) adLVOLLIOL.

* H gvousOnoio ot (ot kol to kpvo, pe avEnpévn €pidpwon, umopel va

EUQOVIOTOVV GE OPIGUEVA ATOLO LLE OTEAT] OGTEOYEVEDT).
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* Mkt KivnTikn avamtuén propel va kabvotepnoet Adym kataypdtov 1 / Kot
AOy® votoviag.

* H dudvota givar guoioroyikn.

* e mepimov 5 101G €kaTd TOL GLVOLOL TV TEpT®ce®Y Ol, 0 oymuaticudg
TOAALDV KOA®V - OV cLVNO®G aKoAovBOVV Eva KATAYHO 1| XEWPOVPYIKY enEpuPaon -

detyvern OI tomov 11
Ta&wvounon

A6 10 1979 1 Ol ta&vopeitan pe faon cvykekpipévo cvotnua a&loAdynong
nov avantoydnke amd tov David Sillence. Baciletal otov tpoémo kAnpovoukotnTog,
TN KMVIKN €KOVQ, Kol TNV aKTVOAOYIKY gnedvion. Eivar emiong onuoavrtikd va
onuewdel 6TL 1 soPapdtnta tv Ol kupaiveror oe peydro Pabud. Qg amotéhespa, M
cofopdtra g dtatapoyng Umopel va TokiAAel onuavtikd peta&h TV oTOU®V TOv

&yovv Tov 1610 tomo (Horwitz, 2001; Rauch, 2004).
3.10 Awrtapayés Tov peTaforiopov Tov YUAKOD

3.10.1 Nooog Wilson ( Hroto@akikn ekgoviren )

Ewdva 3.9: OpOarpdg otopov mov mhoyet amd ™ voco tov Wilson

IInyn: www.healthpress.gr

H voooc Wilson 11 nroato@akoedng ekeoiion mapovctdlel oto pdtio to
daxtoao Kayser-Fleischer, éva maboyvopovikd onueio, mov pmopei va givor opatd
GTOV KEPATOEWN YTOVA TOV 0eOoAumv pe e&€taon pe Adumo g evamdfeon tov

YOAKOV G€ £Vl OKTOMO YOP® amtd TOV KEPOTOEW| yrtdva otn pepPpavn Descemet. H
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vocog tov Wilson cuvdéetar, emiong, pe Katappaktn diknv nAoAovAoVd0V 0md Kopeé
N Tpdoivn YPOGTIKY 6TV TPOSHia kot omicHia Ky Tov OKOL.

KAnpovopeitar pe avtoc®patikd DVToAEmOUEVO TPOTLTO KOl £YEL EMMOAACUO
3 aobeveic/100.000 mAnbvopod. Iopovotdlel NrATIKEG, VELPOLOYIKES, WUYIATPIKES
EKONADGELS Kot VYNAY BvyntotTo.

[eprypaonke mpdTn Popd 0 1912 and tov Kinnear Wilson, to évopa kot tov
omoiov éAafe, ¢ owoyevig BavaTnEOPog VELPOAOYIKT) VOGOS, GLVOOEVOUEVN ATO
ypOVia nrotonddeio mov eediooeTon o€ Kippwon. Apydtepa Bpébnke o poOrAog TG
GLGGMPELONG YOAKOD otV madoyévela g vocov. O yoikdg etvar €va oNUOVTIKO
tyvootoyeio, Tov TEPLEYETOL GE TANOOC TPOPAOV KOl GUUUETEYEL GTY GLVOEGT TOAADV
onNUavTIKOV eviOpmv. Me ™ cuvion Statpoen, Aapufdvoope 2-5 mg v nuépa, v M
CLUVIGTOUEVT NUEPNola TpocAapfovopevn mocotra eivar 0,9 mg. To 1ooldylo tov
opYavVIcHOU Yio TOo YOoAKO givol OeTikd, amoppo@dTol amd TO EVIEPOKVTTAPO GTO
OMOEKAOAKTVAO KOl GTO €YYVG AEMTO £viEPO, UEG® TNG moAaing POAveL 6To Nmap, TO
omoio ypnolomotel YoAkd yio peTafoAKES avaykeg Kol cuvtifetol kol exkpiveTot
GEPOVAOTTAOCUIVY, O TPOTEIV] TOL TEPLEXEL YOAKO, Ko 1 TEPIGOEW YOAKOD
amoPfdAletor pe T YoAn. Xtn voéco tov Wilson, o mieovalwv yoikdg dev
amofairetal, 0AAE GLGCOPEVETOL GTO NP, OPYLKA, KOl GTI] GUVEYELN KOl GE AAAOVG
10700¢ (KeVTpiKd veupikd cvotua, VEQPOL, kKepatoedng) (Ocodwaotdon, 1996).

To 1993 evtomiotnke oto Ypopdcopa 13 1o yovidto ATP7B mov kwducomotel
mv mpoteivn ATP7B-ATPaocn. H petdAloén tov yovidiov odnysl oe peumpévn
TAPOYOYN TNG KOOKOTOMUEVNS SLUUEUPPAVIKNG TPMTEIVNG HETAPOPES oAk oTol
nratokvtrapa. H dSwtapoyn ovty mpokoiel amoppOOuion g HETOPOPAS Kot
amddoonsg yoikov otn 0éomn obvBeong G GEPOLAOTAAGUIVNG, HE OTOTEAECUO
EMATTOUEVY] ATEKKPLION YOAKOD OTN YOANEOPO 000 Kol VLTOAEWTOUEV GVOVOEDT

GEPOVAOTAOCHLIVIG,.
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H 1to&ikémta tov yoAko0 oto kVTTOpa opeileTatl. ot yéveon ehevBépmv
PV - 0&edmTikd Stress ptoyovopiov, vteposeidmon Tov Mmdiov Tov pepppovov
kot Tov DNA kot og avaotoln g tpmteivochvieon. g GUVERELD TG ETOYOUEVIG
and TO YOAKO KLTTOPKNG PAAPNG, evepyomowovvror Ot pnyoviopoi g
NTOTOKLTTOPIKNG VEKPWOONG KOt NG amdntmons. Ot kKAvikég eKONADGELS TG VOGOV
elval GUVERELEG TNG CLGGMOPELONG YOAKOD GTO NP, oTA PACIKA YAYyYAld, GTOLG
veppovg kat tov kepatoedn yrtdva (IMamaddmovrog,2000; Pavan - Langston, 2006).
H dudyvoon g vooov Wilson oe veapd dtouo nikiog 5-35 €tdv pe nmatikny M
VELPOLOYIKN M WYLYLOTPIKY| EKONAMGT, TiBeTon dTav 1oYboLY Ol Ta KAT®OL KpLTpLL:
1. XounAég tipéc oepovromhacpivng atov opd aipatog < 20 mg/dl
2. AvEnon amofailopevov yaikol ota ovpa 24wpov > 40 mg/24h
3. Abénon tov mepieydueEVOL YoAkoO 6Tov Nratikd 1otd > 250 mg/gr
4. TMapovoia daktviiov Kayser-Fleischer otov kepatoeidn yrtova (Mocyog, 2003).

H pétpnon tov mepieydpevov yoAkod GTov NIOTIKO 1610 HETA amd Proyio
NTATOG YIVETOL [E TIC IOTOYNUIKES YPDCELS KOl NAEKTPOVIKT] LKPOAVAAVOT), EXEL OLMG
TOAAOVG TEYVIKOVE TEPLoPlopovs. e kabe acbevi mov yivetar didyvmon Wilson 6o
npémel va yivetar Eleyyog (screening) oe 6Aovg tovg TPdTOL Pabpod Guyyeveic Tov.
"‘Edeyyog yio tnv voco Wilson mpénet va yivetar o€ 0l ta. dtopa nikiog and 3 £mg 55
€TOV OV gpEavilovy NraTondOeln, VELPOLOYIKES KOl YOYLOTPIKEG EKONADGELS Kot VoL
amotedel Tavto PHEPOG NG OPOPIKNG dtdyvmong. ['a ) didyvoon ypnoiponoteiton
Kot LoPLakdg YEVETIKOG EAEYYOG, OVAALONG TOV HETAALAEEWV TOL Yovidtov ATP7B.

O tomog kot M PopdTTo TOV NTOTIKOV EKONADGE®V &ivar TOKIAOG.
EpoaviCovion xuping o modid kot veapd dropo. Mmopohv va 001yGouV G€ TEAIKOV
Babpod nratikn avemdprelo Kot LETAPUOGYEVOT NTOTOG.

O nratiég exdnidoelg g vooov Wilson umopel va givat ot akdAovbeg:

OCLUTTTOUOTIKY NTOTOUEYOAN

omAnvoueyoiio

EUUEVOVG O TPOVGOULVOG OO

Mrmoeg Nmap

oelo nratition

€IKOVO TAPOUOLN LLE OVTOAVOCT] NITOTITION

Kippmon Hrotog (avTppomToVueEVN 1 LT AVTIPPOTOVUEVT)

o&ela kepaVOBOLOC NOTIKN OVETAPKELQL
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iktepoc kar Coombs apvnTiky atpoAvTiky avaipio

H o&eila nmatikn avendpkeia g vocov Wilson eivar pia vocog pe Bapitoatn
EUEAVIOT, OV 00NYeEl o€ HETOUOGYELON NmATOg Kot yopoktnpileton omd: TIEG
QUIVOTPOVOPEPAC®OY,  avoloyia  yovouk®v/avopdv=2:1,  yoaunAn  GAKOAKY
QOOOOTACT, Toyeior €EEMEN o€ VEPPIKN OVETAPKELWD, OLOTOPOYES TNKTIKOTNTOG N
OVTOTOKPIVOUEVEG GE TOPEVIEPIKN yopnynon Prropivng K, oaworvtiky ovorpio

Coombs apvntikn pe evpriuato. o&eiog evoayyelakng mnENG.

Nevporoyikég ekdnidceigtng vosov Wilson

Ogpeihovtal 6T GVGGMPEVOT YOAKOD GTO POCIKE YAYYALQ TOL EYKEQAAOV, Lo
TEPLOYN] TOV OVNKEL OTO EEMMUPOOIKO GUOTNUO Kol EAEYYEL TIC OLTOUOTES KO
eMOVOANTTIKEG Kivnoels. Eppaviovion cuyvotepa HETA TIG NTOTIKEG, KOTA TNV TPITN
dekaetio {ong. Mmopodv vo eLOVICTOOV KOl € TOWIKY MAKI ®¢ dtatapayés
CLUTEPLPOPES Kot LalBNTIKNG EMIdOOTG.

O1 vevporoyikég exdnimoelg g v. Wilson pmopei va ivat o1 akolovbeg:

dratapay€s ypagng (ukpoypapio)

dratapoyég KvnTikotTog (TPOUOG, 0KOVGIEG KIVIGELS)
dvoapbpio

OTOCTIKY dVGTOVIN

yevdoPoAPikn mapeon

EMATTIKEG KPIGELS

NUIKpoviakés kpioelg kepaialyiog

ovmvio

Yoylarpikég exkdniwoelg g vosov Wilson
O yoylatpikég exkdnimoelg e vocsov Wilson pmopei va eivar ot axdAovdeg:
SOTAPAYES TPOCSHOTIKATNTOG
KaTaOAym
VEVPWOGIKEG EKONAMOELG
YOYOOIKES EKONADGELS

QLYY DOELS OLOTOPOYES
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A0méG EKONADGELS
H véoog Wilson umopel va gpavioet miong tic akoAovheg ekdNADOELS:
oelo veppikn avendpkeio
apvoévovpia Kot veppoiBioon
TPOWPT 00TEOTOPMSN Kot apbpitida
pvokapdtonadeia, appudpieg
TOYKPEATITION
VTOTOPAOVPEOEINIGUOG

dwatapoyég Eppnvov pvoemg ( Xoredpng, 2008 ) .

3.11  Al@iopodg

O oApiopds 1 aApmvicopog 1 Agvkomdbeto elvar mabnon mov epeavileTon €k
YEVETNG G' €val ATOUO Kot GOV KOPLoL GUVETELL EYEL TO AEVKO YPDOLLOL GTO JEPLLOL KOL GTIG
TPIYES TV HOAAMOV Kol OAOKANPOL TOLV GOUATOS, VO M ipda TOV patidv givot
pOSIVN.

Ot mdoyovieg amd oAQopd €Govv AEmTd OEpUA TOL TOPOLGLALEL UEYAAN
euvmdOeln otig AowmEeg, kobmg kot cofapd mpoPAnuata dpacng m omoin givor
EMUTTOUATIKY] KOl UTOPOLV VO, TPOKAAECOLV aypO®UATOYior 1 KATOPPAKTY, EVO
epeavifovv Kot pmtoeofia. Xt1g BapiTtepeg LOPPES TOV, 01 dVO KLPLOTEPES EMITAOKES
TOV OAQPIGHOD £lval 1 TOPAMOT) KOl 1] ELPAVICT] KOPKIVOUATOV TOL dEPLOTOGS.

Avtifeta, otov peptkd arpiopd, 1 tanon yopakmpiletor and GLYKEKPIUEVES
TEPLOYEG TOV OEPUOTOC KOl TOL TPYY®TOV OTIS OMOieg AEImeEL 1 YPOOTIKY Kot M
HOVaOIKY] EKONA®ON Umopel va etvon pior AELKT TOVQO TPIY®V G€ KATOL0 AALO onueio
0V copatog (Mocyog, 2003).

O aA@opog mpokaAeitor amd TV EALEWYT YPOCTIKNG Kot opeihetan oe BAAPT
TV yovidiov mov kabopilovv ) ovvOeon g peravivng. H élhetyn avt umopel va
glval KAnpovopikn, umopel OpmG vor eivol Kol AmOTEAEGILOL TOV YEVETIKOU QOIVOLEVOD
™¢ petadroyns. o v gpedvion tov dev mailel poro ovte 1 LAY (TopovctaleTol
o€ OAEG TIG PUAEG TOV KOGOV), 00TE TO TEPIPAALOV KOl Ol KAUOTOAOYIKES GUVOTKES.

[Top' 6Aa aLTA, EVO 0 TOYKOGUIOG HEGOG OPOG ERPAVIONG TOV OAPIGLOV £ivor
1 otig 20.000 yevvioelc, o kamolovg TOmovg to. T060oTd awéavovtat (otny AQpikn
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givar 1 otig 5.000 yevvnoelg), evd og dAlovg petdvovtor (otn Aavia givar 1 otig
60.000 yevwnoeig). T ta Gropa mov whoyovy amd AAPIGHO 1oYVEL OEBvidg o

yapoxtnpiopdc albino ard ™ Aatvikn AéEn albus mwov onuaivel Aevko.

Emntdoeig oty avdntuén tov potiov

Ta evprpota amd To0vg 0PHUALOVS Elval TAOOYVOUOVIKA Kol ApOopodV GE OAEC
TIG HOPPES TOL OAPIGHOV. [dtaitepa YapaKTNPIOTIKO gupnua. €ivol 1 SOQAVELD. TG
ip1dog, evpnua 10 omoio VIAPYEL TAVTO GTOLG 0acOevels pe aAeopd kol diver )
dvvatomta yoo dyvoon. H dwpdveld oty ipda kotadetkvigTon KaALTEPO GE

OKOTEWO SOUATIO PE POTIGHO TOV 0POUALOD LLE POKO.

- -'h__

Ewoéva 3.10: TToudi mov mhoyet and aApiopo

Inyn: http://ygeiasdromoi.blogspot.gr

Alo. gvpriuoto amd Tovg opBoiuovg mepthaupdvovv ™ ewtogofic, TO
oTpafiopd, ™ peiwon g ontikng o&vntag Kot to vootayud. H pubockodmnon cuyva
OVOOEIKVVEL EAATTMOOT TNG YPWOTIKNG TOV OUEPANGTPOEDOVS KOl LVTOTAAGIO TOV
Kevrpuov Bopiov.

Meimon g Opaong mopatnpeitol 6ToV dAQICUO TOL TPOKAAEITOL 0o
aKovOVIoTn]  ovamTtuén g OmTIKNG  0d0L Kol avOMoAn  ovimtuén  tov

apeipinotposidovg (Porirag, 2005).
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3.12  OpoxkvoTtivovpio

H opoxvotivovpia mov mpokadeiton omd PAAPN oL petafoAcpod Tov
QLAMKOV 0&€oc yapaktnpiletar amd avENUEvo EMIMEIO OLOKVOTEIVIG TOGO GTO Oipa
060 kol oto ovpa yopic avénon tov emmédwv pebeovivng kol kvotivng. H
OLLOKVLGTIVOUPiO TOV TPOKAAEiTOL amd dvsamoppdenon N avendpkelo Prropivng B12
yopaxTNPileTon amd amEKKPIGN GTO OVPO OLOKVOTIVIG Kot peBvAopaiovikov 0&Eog.

Ta veoyva dev gppavifovv copmtdpate oAAd pe TNV TAPOdo NG NAKiog
TAPOTNPOVVTIOL GUUTTAOUOTO OO TO AYYELKO KOl TO OKEAETIKO GVOTNUO KAODS Kot
T0UG 0QBOALODS. Apywd TopATNPEITOL TOPEKTOMION TOV OPHUAKOV  QOKOV
axoAovBovpevn amd poomio, YAAOK®OUO KOt 0TOKOAANGCT) TOL AUEPBANGTPOEIOOVG.

AmO 10 OKEAETIKO GUGTNUO TOPOTNPEITOL OGTEOTOPWOT, AEMTLVON KO
EMUNKVVGT] TOV 0GTAOV Kot SuoHopeio 6TovOUA®Y, Bdpakog Kot dkpov Todoc. Ta mo
coPfopd CLUUTTOUATO TPOKOAOVVTIOL amd OpouPmdcelg aptnpudv Kot EAER®OV 7OV
umopel va odnynocovv oe Bdvaro.

H opoxvoteivy (HCY) eivar éva apivo&d mov mepiéyel OgtoAn, to omoio
TAPAYETOL A TNV EVOOKLTTOPIKN omopebduiioon g pebeloviving. H opokvoteivn
e€dyetar oto TAGOUA OTOL KLKAOQOPEL, Kupiwg otnv ofewopévn e Hopoen,
deopevpévn e TPOTEIVEG TAAGHOTOC ®G MIKTO O160LAPido mpwteiviig-HCY e
Aevkopativn  (mpoteivn-  SS-HCY). Eivor  7mapovoec  pKpOTEPEG  TOGOTNTEG
avoyBeicag opokvoteivig kat 1 S16ovAPdky opokvoteivy (HCY-SS-HCY). H olwkn
opokvoteivn (tHCY) oavimpocwnedel to dbpowoua 6lwv tov ebdov HCY mov
anavtdvior otov opd N oto mAdoua (eAevbepn GuV deoUELUEVN HE TPOTEIVN)
(PoAlag, 2005) .

H opoxvoteivn petaforileton gite o kvoteivn gite oe pebetovivn. v 086
dwbeiwong g Prrapivng B6, n opokvoteivn kataforiletor pun avootpéyipo ce
kvoteivn. ‘Eva peydlo pépog g opokvoteivig emavopeboiovetor oe pebetovivn,
Kupimg amd 10 PoMKo 0&D Kot to €aptdpevo amd v KoPfaiapivn éviopo cvvldon
g pebetovivng.

H opoxvoteiv cvcocmpedeton Kot OmeKKpivetol 610 Oipa OTOV aVTEG Ol
avTwpacels €yovv  emmpeoctel.  XoPoapd  aLENUEVEG  CLYKEVIPMGELS OAKNG
OHOKVOTEIVIG amOVTOVTOL GE GTOMO LE OMOKLOTIVOUPIO, 0L GTAVIOL YEVETIKN

dwtapayf TV eVEOUOV TOL EUTAEKOVTOL GTO UETAPOMGUO TNG OLOKVGTEIVIG.
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Aocbevelc pe opoxvotivovpio mOPOLGIALOVY VONTIKN VOTEPNON, TPOIUN
APTNPLOCKANPMOOCT] Kot apTnplokn Kot eAePkn OBpopposuporr). Amavidvror eniong
Ao Mydtepo coPapd yevetikd eldeippata, To omoio 00NyodV og PETPimG avénuéva
eminedo oMk g opokvoteivng (Pavan - Langston, 2006).

H peberovivn petaforiCeton oe opoxvoteivn pe ™ Ponbeio tov evivpov
adevuAOTpavEPEPGOT TG pLeBetovivng kot 1 opokvoteivn petaforiletor Tapd mépa o
Kvotafsovivn and ™ ovvhetdorn ¢ kvotabelovivng. Emnl eddelyemg ovtod tov
evlbpov avéaveton vepPoiikd n CLYKEVIP®OT OHOKLOTEIVING Ko pebelovivng oto
aipo, KaBdg Kot 1 AmEKKPIOT) TOVS GTO OVPAL.

H opoxvotivovpio €ivolr ovTOGOUOTIK VTOAEMOUEVY]  dlTOPOYN] TOV
petaforiopon g pebetovivng. Opoxkvotivovpio pmopel va TpokvYeEL emiong Katd T
pebvAioon g opokvoteivng oe pebelovivi Aoy Eddewyng Prrapivng B12 ko
QULAAKOD 0EE0G. X QLT TNV TEPITTMOT] 1) OLOVOLGTIVOVPI GLVIVALETOL e YOUNAESG
Tipnég pebetovivne. H opokvoteivn 6tav Ppioketor e LYNAESG GLYKEVIPAOGELS

o&vddverar o€ opokvotivy ( Pavan - Langston, 2006; IToradoroviog, 2000 ) .

3.13 Xvvopopo Lowe

H wopo maBopucioroyikn dwotapoyn oto cHvopopo Lowe cvvictator oe
pueydAn peioon g mpwteiviig OCRLL (phosphatidylinositol 4,5-bisphosphate 5-
phosphatase) ogelopevn o€ petodraéelg tov yovidiov OCRLL, to omoio &yet
yoptoypapnel oto ypopdocopo Xq 26.1. To évlvpo avtd vmdpyet oty trans
ovokev] Tov Golgi (Dressman, 2000) kot wailel onpavtikd poro oTic dladkaoieg
ToV petaforopon tov kuttapov (Ztaykog, 2002).

MetoArdEerg Tov yovidiov OCRL pe avopaiieg g veppikng coANVapLoKng
emovappoéenong Exovv avevpebel kot oe acbevelc pe voco Dent, n omoia
yopaxtnpiletan and mpwteivovpio LMW, vrepacPestiovpio ko veppacsBéotmon.

H enintoon tov ouvvdopopov Lowe avépyetor oe  1:200.000-1:500.000
vevwnoelg. xtic HITA, péypt 10 étog 2.000 eiyov avaeepBel 190 dppeveg pe
cuvopopo Lowe. O opBudg avtdg avtimpoconevel to 50% mepimov OAwV TV
TEPWTOCEWV 7OV  &yovv  avapepfel péyxpt topa. To ovvopouo Lowe, wg X-

(QLAOGUVOETO VOGO, amavTdTol cVVNOME GE AppPEVES Kal GTtavia 6€ ONAELS.
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Ta mtoudd pe ovvdpopo Lowe yevviobvtar pe puoloAoykd Bapog Kot pnkog,
oaMG TopoVGIAlovy EAGTTOON TG YPOUUIKAG avamtuéng kat, katd to 1° étog g
nukiog, Ppayvoopia. Katd 1o 1°-3° étog Opumg ¢ niikiog, M ovamtuéf tovg
nepropileron <3" exarootiaia 0éon. O péoog dpog Tov VYovg TV evhdkmv &ivol
nepimov 155 cm. Zn Ppoyvoopio coppdriovv n xpoévia VeEPKn vOGOG Kol 1M

o&eidwon o€ cuvdvaoud pe payitda ( [oradomovrog, 2000 ) .

Taotpevrepkéc owutapayés

Avokotmomta pmopet va glvar mohd cofapn, ardd mepropiletor pe v
mhpodo ™ NAkiag. [Naotpooicopayikn avéppolo TOPATNPEITOL GE OTOLOONTOTE
nixia, cuyvotepa Ou®g otn Bpepikn. H avappdenon tov tpoedv, 6€ GLVOLAGUO LE
EMITTOON TOV OVTOVOKAOCTIKOD TOv Pryo umopel vo odnynoel e otehektocia,
vevpovia 1 xpovia mvevpovorddeia. Adym e avenapkovg Tpdoinyng Oepuidmv, ot
acBeveic pe cvvopopo Lowe gppaviCovv petopévn avantoén. H évapén mce epnPeiog
umopet va kabvoteprioet (Porrog, 2005).

Nevporoyikég avopaiieg

Neoyvikn yevikevpévn vrotovia opelldpevn oe duoiettovpyia tov KNZ eivan
otabepn| ekONAwoN Tov GVVIPOHLOL Lowe kot dnpovpyet ta NG TpoPfAnquata :

AvEnuévo Kivouvo ypoviag OVCKOIMOTNTAG Kol OVATTUENG KNAGV
(kvpimg BovPOVOKNAGDY) AOY® THG EAATTWGNG TOV TOVOL TOV KOIMOK®DV HUOV

Avénpuévo kivovvo dmpuovpyiog okoMmong, n oroia TapaTnpeiTol 61O
50% tov TAcYOVIOV ayopldV, AOY® EAGTTOONG TOV HLIKOV TOVOL TOL KOpuov (
Maradomovrog, 2000 ) .

KaBvotépnon tov kivnTtikdv opoOc|H®V, Yo 0VTO KOl HEPIKE Todid
advvatovy va Padicovv Kot yperdlovrol avoamnpikd apagidle yio TG HETAKIVAGELS
TOVG

Avckolio ot oition, ONrocpd Kot KaTamoon

Ta ev to Pdber aviavaxiaotikd cuviBwg arovotdlovy.

Yrnoopoi. To 50% mepimov TV TpooPANBEVTIOV ayopidv e GUVIPOUO

Lowe mopovstdlel omacuong, cvvibmg tpv amd to 6° £tog e nhikiac. Ot oracuol
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elvar pooxlovikoi, yevikevpévor tovikoi-kAovikoi. Ot gumvperol omocpol eivol
ovyvotepol o€ acbeveig e cvvopopo Lowe, cuykpttikd pe tov yevikd ninboopo (9%

vs 1%) ([Mamaddmovrog, 2000; Pavan - Langston, 2006).

Awtapayés cuumEPIPOPAS - AlavonTikn KoBuoTépnon

Av kol ot mepiocdtepor acbevelg pe ovvopopo Lowe eivar @ihikol ko
KOW®OVIKOil, cLyvd Tapovcldlovv STapPoYES TNG CLUTEPLPOPAS, OTMG TAPAPOPN
opyn, embetikdOTNTA, 0cLVNOI0TES EMOVOAAUPOVOUEVEG KIVIIOELS, gvepeBoTOTNTA KO
akopyio. Xvyvd okodpo  éxovv  acvvnbioteg aocyolieg 1N gUUOVES Kot
aVTOKATAGTPOPIKY cvumepteopd. To 10% twv ayopidv pe cHvopopo Lowe Exovv
(QULGLOAOYIKT €MC OPLOKT] VONUOGUVI], O0AAL T TEPIGCOTEPU £YOLV GOPaPN VONTIKN
votépnon. H kabvotépnon mg YA®ooikhg avantuéENg mopovctdletal oty TPOIUN
ondtkn NAkia. Ot meprocoTepotl acheveic pabaivouy va eTKovovody AEKTIKA KaTd
10 7°¢to¢ g mhkiag, av ko pepikoi eivon apketd opAntikoi. TToAloi emiong

ayamrovy Tov puoud Kot TNV HOLGIKY.

YT1G OMEIKOVIGTIKEG PEAETES
"Exovv avevpebel K00TEIS 6TOVES VEQPOVS Kol TOV £YKEPOAAO, EVOEIEN OTL GTNV
naboyéveon g VOGOV GUUUETEXOVY avoLaAieg Tov cuvdeTikoD 1otod (POAAag, 2005;

Kanski, 2009)

MvookereTIKEG EKONAOGELG

Poyitikég aAlouwoelg: Xto macyovio oyoplo, 1N OCTIKN VOCOG UTOpel va
oyetiletar pe ovvopopo Fanconi, pe @oo@oTOLPi, OVETUPKT VEPPIKT TOPAY®YN
1,25- S1wdpoluPrrapivnig D kot xpovia o&eldwon kot ekdnAdvetor pe KAUCKES
OKTIVOAOYIKEG QALOLDGELG POYITIONG.

Koatdypata: Kotdypoto sivor cvyvéd oto modd pe odvopopo Lowe kot
ovpPaivovv cvvBmg otav avtd apyilovv va Padilovv, Wilaitepa o610 Unpiaio.
[lepirov 1/3 twv acbevov pe ovvopopo Lowe £€xovv TEePIGGOTEPH TOVL €VOG
katdypata. H emppénelo ota xotdypoto pmopel vo ogeidetor e octeomevia M
00TEOTOPWO.

ApBpikég  exdnAooels: Awykowon  tov  apBpoceov,  apbpitda,

TEVOVTOEALTPITION KOl LITOSOPLE. KOAON O vdHaTa, GLVNOMG GTA XEPLaL KO TO TOJLOL
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Kot Witepa o€ TEPLOYEG EMAVEIANUUEVOV KAKOGEMY, TOPOVGIALOVIOL GLYVA GTNV
oyun epn Pk nAkio Kot 6Ty IO eviAkn Con.

YkoMwon: [Mapatnpeitar cuyva oe Taoyovteg and cvvopopo Lowe ko pmopet
va eEgMyBel petd v epnPeia.

[Ipocwmneio: Ot acbeveic pe cvvopopo Lowe €yovv tumikd mpocwneio, He
«Baboviopéva» pikpd pdtie, petemoio Vo Kol EXWAKLVOT TOV TPOCOTOL (

Kanski, 2009 ) .

Negpwn tpocfoin

H mpocPorr) tov veppdv yopoktnpiletor omd OREPOUATOGCKANPLVOT).
Yovoéetor pe  ypdévie  coinvoplakn PAAPN kot elvar  mBavdg  amotéAecpa
Ppo0odevuTikng PAAPNS TV vEPpikdY coinvapiov, N omoia, petald 2"-4" Sekactiog
g CoMg, Umopel voo oONYNoEL GE XPOVIAL VEQPIKN OVETAPKELD Kol VEQPIKY] VOGO
TeEMKOV 6Tadiov.

H veppikfy dvohettovpyia yivetaw cuvbmg aviiinmmy kotd 1o 1° étog g
nixiog. Ta ernineda g Kpeatvivng Tov opov kot 1 KaBapon ¢ kpeatvivng elvan og
QLGL0AOYIKG eminedo otn Sdpketo. g 1™ dexaetiog e (wng, oAMG, katd TV
2" dekoetia g Cwng, pepwkoi acbevelc avamtiocovy ypoévia veppiky voco e
Babuaio avénon g kpeatvivig tov opov. Ta aydpia pe chvopopo Lowe éyxovv
dtapopov Pabuod dvcrertovpyio TV £yyHS VEQEPIK®OV cwAnvapiov tomov Fanconi.

Ot mepiocotepot dppeveg pe cHvépopo Lowe dev emlovv mépav tov 40 £tovg
g NAkiog. Xta peyoaAvtepa dropa o 0avatog oyetiletal e TPOOSEVTIKN VEPPIKY
avemdapkewn 1] ockoAimon. Olot or acBeveig pe ochvopopo Lowe, omolacdnmote nAkiog,
umopel vor katoAnEovy amd aguddtmon, mvevpovio kot Aoméelg (Etdykog, 2002;

Yoirag, 2005; Kanski, 2009).

OdovTikég avoparieg:
Avopoiieg g odovtoototyiag opelldueveg o€ avénon tov KabeTov
HUNKOVG TOV TPOGDTOV
AvEnpéveg evamobéoelg aoPectiov 6ToVg 000VTES
KaBvotépnon g avatoAng Tov povipmv 0d0vImv
Mukp1| vrepma

Od0oVTIKEG KOOTELS
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ZUVOCTICUOG TOV 03OVTOV
Tepnoodva
Ymormhacio adapovtivng

dAeypovn tv 0OA®V

AgppoTiKES aAAOIDGELS
Emopaveiokég khotelg 0éppotog Ko fAevvoydvev uropel va tapatnpndovv ce
TOMOTAEG TTEPLOYEC (0TOUN, 0OOVTEG, YAOLTOL, KOTMTEPO TUNUO PAyNc), vo eivol

EMMOVVES Kol VoL EMUOAVVOODV.

O0p0aiporoyikég avoparies:

Avopoiieg poakav. ‘Exovv meprypapei oe éuPpua pe covdpopo Lowe niikiog
20 ko 24 gfdopdomv.

IMavkopa topovstaietar tov 1° ypdvo g (wng, alld Kol 6e omoludnmoTe
nAkia, oto 50-60% twv ayopidv pe ovOvopopo Lowe. Eivar ocvvnbwmg
AUQOTEPOTAELPO KO GUYVE 00MYel oe PoOEOUANO KOl TPOOSELTIKY] QTMAELD TNG
opaong (Ztaykocg, 2002).

E&acBévmon dpaonc. Ola ta aydpla pe cvvopopo Lowe €yovv eacBévnon
™G opaong. Aoym g pelmong TG ONTIKNAG 0ELTNTOG AVATTUGGOLY TPOMPO
vouotaypo.

H e&acBévnon g 0paong, cuyxvd cofapn, umopet va dnuovpyndetl and v
avanTLEN YNAOEWAOV GTOV KEPUTOEWN N ToV emmeeukdta. Ta ymAogwdn Tov
kepatoeldong topovotdloviol oto 25% tov achevav, itepo >5° £tog g nikiog,
Kot givort apeotepomievpa 610 50% TEPITOL TOV TEPMTOCEMV.

H 6paom pmopel axdpa va emdevmbel kot amd GAAeg o@OaAUKES avmpaiieg
OV AVOTTOGGOVV Ol aobeveic pe ovvdpopo Lowe (otpafiopds, dvotpoeio Tov
apeBAnoTpoctdovg, devtepomadng ovAomoinon  Tov  OKANPOV, acPectomoldg
Covoeldng kepatomddeto pe oynUoTIGHO YNAOEIB0VC).

Kotappakme. Ola emiong ta mhoyovia oydplo mopovctdlovv cuyyevn
KATOPPAKTY), OOV OTOTEAEGHO SLoTaPayfG TOV UETAROAMGUOD 1 UETOVAGTEVCOTG TOL
euPpuikov emniiov twv @axodv. Ot KatappiKTES, OV KOl LIAPYOVY GTN YEVVNON,

yivovton avtiinmrol pepikég efOOUAOES LETA TOV TOKETO.
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MwpogpBoipio kot evoeBoipoc pmopel va  moapatnpnbovv oe  pEPIKES
TEPUTTMOGELS Kot oyeTilovtan e T avoporieg Tov eakov (Xtdykog, 2002; Yorroc,

2005).

3.14 Néoog Fabry

H véoog Anderson - Fabry (Anderson-Fabry Disease) sivat pia kAnpovopka
petaddouevn (1e YeveTiko 1010 670 Ypopocoua Xg22) dratapoyr Tov HETOBOAMTUOD
tov Avcocopdtov. IThéov Bewpeiton 611 1 vécog axolovBel tov emikpaty
QLAOGVVOETO TPOTO LETAOONG KOt O)L TOV VTOAEWTOUEVO, OIS VITOSNAMDVETAL OO TO
yYeYovOg OTL 11 GLYVOTNTO KOPOIOKNG GLUUETOYNG €lvol TOAD LVYNAY OTIG YUVOUKEG
etepoluydteg, mBavOV TO 1010 LYNAY| LLE OVTH TOV AVIPDOV.

Amoterel (o ‘Oncavpicpmon’, mov ogeileTar oV eVOLIIKY OVETAPKELR TNG
AMoOocOUOTIKAG VOpoAdong a-yolaktoowdonA (a-GalA). H mnpng M pepuy
AVETAPKELN TNG OPaSTNPLOTNTOG TOL EVEOHOV OVTOV OVOGTEAAEL TO UETOPOMGUO T®V
yAvkootyyolmdiov (kvpimg tov globotriosylceramide, Gb3) oe lactosylceramide, pe
OTOTEAEGUO. TI] GUGGMPELCT ONUAVTIKOV Tocottov Gb3 ot0 eomtepikd TOV
AGOCOUAT®V TOKIA®VY 16TOV, KOPLO TOV EVOOONALIKOV KLTTAPMV.

H Broymuun avt dwatapayr kot n emakdAov0 AVGOGOUATIKT) CLGCOPELON
Gb3 ota evéobniokd kOTTOpPO. 0dNYEL UE TN OEPG TG OE TEPLOYIKN 1OYOUio KoL
EUOPOKTA, O1OITEPO GTOVG VEPPOVG, TO HVOKAPOL0 Kot Tov eyképaro. Ta ayyeia g
LIKPOKLKAO(QOPIOG TOL EPUATOC VPICTOVTOL O1ATACT] KOl VTEPTAAGIO UE ATOTELECLLOL
TO0 OYNUOTIOUO TOV YOPAKTNPLOTIKOV ayyslokepatopudtov (ITaraddémoviog, 2000;
Yoilog, 2005; Mooyog, 2003).

Ot deppotikés ovtég OAAOUDGES €ivol CLGGMPELUEVEG KATO OMASES
TNAQYYEIEKTAGIES, PE amOYPOOT GKOVPOKOKKIVI] 1| KLOVT, YOPIg aAloyn Kotd tnv
€QUPUOYY Tieons, HeyEBoLg amd KEQOUAN KapPIToag HEYPL LEPIKA MM Kol Ol OTOlEG
evtomilovtal Kupimg TEPOUPOAIKE, OTN UNPloio Kol TEPLYEVVNTIKY YOPO 1 TNV
moAopoio emedveln Tov dveo dkpov. H mpon kot onupovtikny evamdbeon tov
YAVKOGOIYYOMTIOI®MV  GTO  «TOJOKVTTOPE» TOV VEPPIKAOV OCTEPAUATOV, Eivat
vevBovvn Yo T AevKopoTovpia.

H enintoon tov KAacc1kod @aivotumov TS VOGOV GTOVG GvOpeg eKTIUATOL

nepinov og 1 mpog 50.000. Opwg n wpaypotiky enintoon g vosov mhavov va gival
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aPKETE peyoldTepN, AOY® TG VapENg LETPLOTEP®V, OYIUNG ELPAVIONG TOIKIMMOV TNG
vOcov Omwg avayvopiloviot amd To TPOYPALLLATO TEPT-YEVVITIKOV EAEYYOV.

Qaivetor mog 0 AOyog HETAD HOPO®OV OYIUNG EUGAVIONG KOl KAOGGIKOV
popeav umopetl vo etaver o¢ kot 11:1 avefalovrag v enintoon g vocov e 1-
3,000 1 axopo ko 1~1,250/ cuvolikég avopikég yevvnoels. O axpinig punxoviopog
HEG® TOL omoiov dnpovpyeitar N VrEPTPOPiaL Kot M tvewon ot Kopdld dev glvan
TANPOS KATAVOTTOG.

H Mooocouatikn cvoodpevon gh3 6to pvokdpdio gvbovetor pdévo yuo to 1-
3% g palag oty VIEPTPOPIKT KOPOLd EVOEIKTIKO OTL 1| VIEPTPOPI TNG APIGTEPTS
KolMog dev eivor aueco amotéhecua g owmdnong gh3. Eivor opog avty n
TPOTAPYIKY ovoocdpevon gh3 mov Kwvel Tig vwoOAomee mabohoyikéG Slepyaoied.
Atdpopot avéntikoi mapdyovies 6nmg o petaforitng tov gh3, lyso-gh3 v unyavicpoi
o&e1dmTukoD Stress emaydpevol amod T mepicoeio vookvtTapikov gh3, pe arotélespa
MV amoppLOUICT] KVTTAPIKOV HOPIOV TPOCKOAANGNG OTO ayYEWKA €vooOnAlokd
KotTapa £xovv evoyomombel yio v avdmtuén g vreptpoiog Kot g tvwong 6to
HVOKAPO10.

Mnyavicpoi 0&eldmTiko Stress mhoavov opeiAovtan Kot yio TG MKPOaYYELOKES
BAdPeg ota otepaviaio ayyeio pe amoTéEAEGHO LVOKOPIOKT VEKPMON Kol LEIWGT TG
Kapolakng epedpeiag. Tlapduoleg dapopéc otov pItoyovoplokd pHeTafoMoud mov
&yovv mapotnpndel ota TorydOHaTA TS APLOTEPT KOWMAG aoOEVOV e VTTEPTPOPIKT
pvokapdtomddeta pe emPeforwpévn PHeTAAAAEN o€ TPOTEIV TOL capkopepiov GO
Kot 6€ dgppatikovs woPrdoteg acbevav pe voso Anderson - Fabry odnyncav otnv
vofeon Ot 1| suecm®pevon gh3 TOAVOV KATOOTPEPEL TO UITOXOVIPLOKO EVEPYELOKD
peTa oMo LO.

[Mepartépw epevvntikd dedopéva sivor avaykaio yio T TANPN KOTOVONOoT TNG
naboeuololoyikng depyaciog oty véco. H avtictoyn ovcompevon gb3 ortig
BaAPideg koar 610 KOATOKOMOKO KOUPBO mpokarovv PaiPidomdbelec kot datapayés
niektpikng aymyns. H pookoapdiokr ivioon mpodiabétel oe KotMaxég appobuieg evo 1
evandbeon gh3 otov KOATMO kol 1 OgLTEPOYEVIS SLITOOT TOL AOY® OVENUEVOV
KOWAMOK®OV TECEDV TANPOGNS 001 YOUV GE AVENUEVN GLYVOTNTO EUPAVIONG KOATIKAOV

appuiuidv (Mdoyog, 2003; Yorrag, 2005).
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Kiavun Ewkova

Ta mpodwo counTOUATO KOTO HECO OpO EUPOVICOVIOL GTOVS AVOPES OTNV
nAkia Tov 9 etodv kot otig yvvaikeg otnv nikio tov 13 etdv. Ot vevporoyikég
eKOMADOELS TEPAaUPAVOLY dlaAeimovTa ETEGOdI EVTOVOL TTOVOL TV AKPM®V.

Ot opBorukég ekdnAmoelg meprapfavouy adoeaveln (Boiepdtnta) TOL
KEPUTOEWOVG KATO TNV UIKPOOGKOMIKN €EETACT OTN OYIGHOEWN Avyvia, Tov Ogv
emmpedlel v Opaot, KabnOS Kol adtapaveLR TOV POKOD.

Téhog, yapaxTploTikéG gival ot depuatikéc oAAoldoelg (ayyelokepaTmua,
VIOIOPMGin), 01 EKONAMGEIS OO TO YOUOTPEVIEPIKO (EMYOTTPIKG GUOPIKTIKG GAYT,
vowtia, S1ppola), eV TaPATNPOHVTOL KOl UN EOIKEG EKONAMOELS adO TV YOYIKY

opaipa (m.y. kotadiyn) (Poirog, 2005).
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