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NEPINHWH

MoANéC kKAnpovounolueg acBéveleg, emmoAlalo-
VTal O€ ATTOMOVWUEVOUC TTANBUGCHOUC, OTIWC Ol V-
OlWTIKOI, pla Katdotaon mou otnv MAnBuoulakn
Fevetikn amokaheital [6puTiko Oawvopevo. Mia Té-
Tola mepintwon amoteAei kat n Nooog tng Na&ou,
Mla OTIAVIA UTTOAEITTOUEV AUTOCWULKN appPUOuLo-
yovoc kapdSiopvomdBeia tng 6e€lag kothiag (ARVC).
H véoog autr, katd kuplo Adyo, xapaktnpiletal
amd malapomeApatiaia Kepatodepuia, Katoapd
pMoAAa kal kapdtohoyilkd mpoBAnuata, Omwe ap-
puBpuiec aAld kat kapSiakn avemdpkKela. Ta gaivo-
TUTTIKA QUTA XOPOAKTNPLOTIKA eKSNAwvovTal amd Ta
mPWTA Xpovia Tng (wng Tou acBevoug, pe e€aipeon
TNV Kapdlopvomndbela, n omoia cuvriBwc epgavide-
Tal Katd tnv epnPeia. O apxIKOG TNG EVIOTIOMOG
ntav oto vnoi tng Na&ou émou kat emmolddletal
AOYWw YEWYPAPIKOU TTEPIOPIOHUOU, OANA TIAEOV EXEL
umnepPel Tov yewypa@ikd @payud. Mia mapaAla-
yn Tng vooou, to ouvdpopo Carvajal, mapatnpn-
Onke og meploxég NG Ivdiag kat Tou Ekovaddp pe
MEPIKWG OlaQOPOTIOINUEVEG KAIVIKEG EKONAWOEIG.

YnevOuvVeC yla TNV TPOKANGON TG vooou ival mAal-
OlOTPOTOTOINTIKEG LETANNAEEIG TPpdwpPNG ARENG o€
Suo yovidia mou KwdIKoToloUV TNV TTAAKOC@AIPi-
vn Kal TNV SeopomAaKivn, TPWTEIVEG TTOU EUMAEKO-
vTal oTNV SIOKUTTAPIKN TIPOOKOANNGN, EVEXOUEVEC
€10l OTNV AKEPALOTNTA TOU LOTOU 01O S€pUa Kal
TNV Kapdid. Ot petarAagelc autég, kabwe odnyouv
o MPOWPO TEPUATIONO TNG HETAPPAONS AOYW
oxnuatiopou Kwdikoviou AREng, mapdyouv pel-
WUEVOU PAKOUG TMPWTEIVN. Ta CUUMTWHATA TNG
vooou Oev eival mdvta mpoeldomointikd. QoTd00,
TO €MPBAPUUEVO OIKOYEVEIAKO LOTOPIKO OTTOTEAEI
mOavo onuadl mpodyvwaonc. MNa tov mpoodloploud
¢ BaplTnTag TNE VOoOU, 0 aoOeVC UTTOKEITAL OE
KapSIONOYIKEG €EETAOELG, Ol OTIOIEC KUPIWG TEPL-
Aapfavouv nhektpokapdioypaenua (ECG), umepn-
xokapdioypdenua (TTE) kat Kapdlakd payvntiko
ouvtoviouo (CMR). H Bepameia éykeltal otnv ou-
MTTITWMATIKA avakoU@Lon Twv acOevwy UE @appa-
KEUTIKN aywyn, EVW O€ TTPOXWPNUEVO OTASIO TNG
vOOooU aKohouBeiTal EMEPBATIKY AVTILETWTTION.
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Ewcaywyn

H véooc g Naou meptypdenke yla mpwin @opd 1o
1985, amd tov kapdiohdyo Niko MNMpwTovotdplo o mept-
OTATIKA TTIOU EUPAVIOTNKAV O Opelva xwpld tng Nagou,
oto O\wt, TNV AneipavBo, Tov Kdpwvo kal tn Movn [4,
7-11, 16-18]. Mpokertal yia pic KANPOVOUIKI) QUTOCWI-
K umoAemopevn puokapdiondbeia Tng Se€lag Kolhiag, n
oroia Kupiwg MPOoBANEL TOUG VEOUC, TIPOKOAWVTAG Q-
vidlo Bavato oe nAikie¢ katw Twv 30 eTwv. H eota Bvnot-
péTNTA TNG vOoOU ekTipdTal o€ 2,3%-3% [6, 23]. To yovidio
TTOU EUTAEKETAL, KWOIKOTIOE pia TIpwTeivn amapaitntn
yla v dlatipnon NG ouvdeong PETAEY TwWV KUTTAPWY
Kal ugioTatal pia TAQICIOTPOTTOINTIKK KETANNAEN, UTTELOU-
vn Yla TNV ekdNAwon TG vooou. ZuvnBwc, ol YOVEIC Twv
TIAOXOVTIWV €ival QopEiG Tou petalaypévou yovidiou pe
(PUCIOAOYIKO (PAVOTUTIO, HIE TIIBAVOTNTA CUVETIWG VA ATTo-
Ktrioouv appwoto maidi 25%.

E€autiag Tng eppdviong tng umetBuvng HETANAENG Tou
yovidiou oto vnoi tng Na&ou Kal emopévwg o€ pia OXETIKA
ATTOPOVWEVN KOVWVIA, N LETAd00N ToU YoviSiou, apXIKd,
TIEPIOPIOTNKE YEWYPAPIKA O auTtrv. Map’ 6N autd, Aoyw
TWV PETOKIVAOEWV Kal TwV avOpwTivwv CXECEWV, TO YOVi-
810 pETAVAOTEVOE TOOO O ANNA VN OLA ToU Alyaiou, OTiwg N
MnAog, 600 Kal o€ TiEPIoXEC TNG Meooyeiou, 6Twc N Itahia
kat n Toupkia, kaBwc kat 1o lopan) kat n Zaoudikn Apa-
Bia. Mia omavia mepinmtwon Atav gkeivn mou ekdNAwONKe
n vooog ¢ Nagou oe évav veapo oto MmaykAavTég [2].
Mia mapaAayr TG véoou (ouvdpopo Carvajal) pe tov
i610 deppatikd @atvdTUTO, AANA KUPIWGE TNV EUTTAOKN TNG
APLOTEPNC KOINOG, £XEL TIEPIYPAPEL OE OIKOYEVEIEC OTNV V-
Sia kat oto Ekouaddp [5].

Q0T600, TA TTEPIOTATIKA TTOU EVTOTHOTNKAV OToV EAN\-
SIkO XWwpo umepioxuav  aplBuUNTIKA évavTtl TwV UTTOAOI-
WV, Y€ emimtwon oto vnoi tng Na&ou oe avaloyia 1:1000
(I6puTik6 Davépevo), Aoyw TG evdoyauiag mou mapatn-
peital o€ KAeloTOUC TANBUCHOUC, OTIWCE O€ VNOLA. MEVIKA, Ol
anopovwuévol MAnBucpoi mapéxouv Tn SuvatdTnTa PeNE-
™G omaviwy @avotunwy [2, 20-22].

Kapdiakog kat Agppatikog Pavétunog
H appuBuioydvog Suomhacia/kapdiopuomnabela  Sedi-
ag kowiag (ARVD/C, Arrhythmogenic Right Ventricular
Dysplasia/Cardiomyopathy), Tng omoiag ouvdpopo aro-
tehel n vooog ¢ Nda&ou, apopd Katd KUplo AOyo tnv
TTPOOSEUTIKN aMOTTWON TWV KAPSIOKWY HUOKUTTAPWY
¢ 6e€1A¢ KOINAC, KUPIWC OTIC UTTOEMIKAPSIAKES KAl UECO-
Bwpakikég otpadec, otic omoieg mapepfalovtal Amwdng
10TOC KAl (VWOEC [5].

Mpokeltal yla pia KANPovoIKr KatdoTtaon oTnv omoia
N EUMAOKH TwWV SU0 KOINOTATWY O€ ETAYEVEDTEPA OTADIA,

OUVETTAYEL CUMPOPNTIKA KAPSIaKH avendpkela kat Bavato
[3]. H vooog tng Na&ou, xapaktnpiletal amod tnv yévvnon
ME TTUKVA Katoapd HOANA Kat Katd Tnv SIdpKELa TNG vl
KNG nAiag r TG mpwiung madikng NAKiag, eppavidetal
pN emMOEPUOAUTIKY TTOAAUOTIEAATIAIN KEpATOOEPHIQ, pia
mabnon mou xapaktnpiletal and mdxuvon TN KEPATIVNG
oTiBadag tng emdepuidag kau MPooBANEL cuxvoTEpa Ta
¥épla kat ta modla. APKETA gival Kal Ta TTEPIOTATIKA ekeiva
TTOU Ol A0OEVEIC yevviouvTal YE aTPOQPIKA UéNN [3, 5, 6].

H kapdlopuondBeia ekdnAwvetal KMVIKA amod tnv e@n-
Beia pe 100% Sieicduon. H oupmtwpaTtiky mapouasiaon
ekdnAwvetal, cuvABWC, UE CUYKOTTT /KAl ATTOKAEIGHO TOU
aplotepol okéNoug Tou Sepatiou His (LBBB, Left Bundle
Branch Block), mou Siakomtel TN PeTa@opd NAEKTPIKOU
PEVUATOC HECW AUTOU TIPOC TNV APIOTEPH KOIAIQ, E aTTo-
Té\eopa TNV kabuoTtépnon ¢ Siéyepong Kal Tng cuoma-
ONG TG amd To NAEKTPIKO pela. To éva Tpito Twv aobe-
VWV EUPAVICEL CUUMTWHATA TIPWV ATTO TO TPLOKOOTO £€T0G
{wng, evw o aipvidlog Bavatog umopei va ivat n povadi-
Kr ekdAwoN TG VOoOoU. Y€ OPICUEVA TTEPIOTATIKA UEPL-
KEC KAWVIKEC EKONAWOEIC MIAC TTPWIMNG KAPSIAKAC VOOOU
HITOPOUV va avixveuBouv katd Tnv maidikn nAia. Ohot ol
aoBeveic mapouctdlouv avwpaNES emavamolwong 1 Kat
ekTOAwoNC o€ N\ektpokapSloypagnua og GAcn avamau-
0NG Kal SOUIKEG/NEITOUPYIKEG AVWMANIEC TNG SeE1AC KO-
ag o€ uTtePNXoKaPSIoyPAPN UL

Mia nepimtwon Néoou tng Na&ou, ektog Tou ouvriBoug
YEWYPAPIKOU TOTIOU TNC, EVTOTTIOTNKE O€ évav aobevr| 0To
Mmaykhavtéc, ‘Eva aviAiko ayopl TTapousiace CUUITW-
pata évtovou aloBniuatog ToApwy, umotpomdalouoag
Svomnvolag kat PR&IKo Tou oWHATOC. H KAIVIKH ToU ElKOvVa
npooopoiale autrv Tng véoou ¢ Nda&ou, doov agopd
TNV Kepatodepia Kal To TPIKWTO TNG KEPANAG. Emmpo-
00étwg, peavioe uPNAN EAPIKN TiEON, AVWUONEC TwV
TPIKUKAIKKWV BalBidwv katd Tnv SIdpKEla TNG CUCTOAG
Kat nratopeyoia. Mapd tv cupmtwuatikn Bepareia mou
TOU Xopnynonke, o acBevnc katéAnée aipvidia [2, 20-22].

Meplocotepo amd 1o 50% Twv acBevwy e vooo Na&ov,
avamTuooouV TIPOOSEUTIKH KAPSIAKH VOOO TIOU EUTTAEKEL
v 8€€1d 1 apPOTEPEC TIC KOINIEC [3, 5, 6]. Mia mTapailayr
NG vooou givat autri Tou ouvdpopou Carvajal, drmou cup-
METEXEL KUPIWG N aploTePN KOia. XTo cUVSPOUO auTo, Ol
kapdlakég mabnoeic epgavifovtal vwpitepa, katd tnv Si-
dpkela TG madIKAS NAIKIAG we kapSlopuomndbela, Je amo-
TéNEOWA Ol TIEPIOOOTEPOL aTd AUTOUC va eppavifouy Bvn-
OloOTNTA KATA TNV £@nPeia. H kapdiohoyikn e€€Taon evog
MEMOVWUEVOU TTEPLOTATIKOU, £6€1€e aveupuopaTa Kal on-
MEWONKE EKTETAMEVN ATTWAEID LUOKAPSIOKUTTAPWY, Ka-
Bw¢ kal vwdng avtikataotaorn, maboloyia TAPEUPEPNG
™G ARVC/D, pe Tn Stapopd 6Tt dev ugiotatat mapepfohr
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ANimwdoug 10Tov [1, 5, 19, 211. Mia Slagpopomoinuévn @ar-
VOTUTIIKA TIEPIMTWan ouvdpopou Carvajal, Adyw Siagope-
TIKAG HETANaENC oTo yovidlo Tng deopomiakivng (DSP),
€ival EKEVN TTOU TTAPOUCIACTNKE O€ AoBevr| Ue aAwrekia
TOU TPIXWTOU TNG KEPAANG, TwV GPLSIWV Kal Twv PAEPa-
Pidwv, vavTl TwV KAACIKWV TTUKVWV KATOAPWY UOANIWV.
Ta cupnmtwpata TG MOAAUOTTEAUATIAIN KEpaToSepUIag
Kat TN kapdlopuomndBelag mapépevay kowd [1, 5, 19, 21].
YTAPXOUV YEVETIKEC, IOTONOYIKEG KAl KAIVIKEG OUOLOTNTES
MeTa& Twv acBevwv pe 181omabry kapSiopuomndbeia Kat
ARVCI1,5,19,21].

MaBoyévela kat yeveTiKn Bdon

H @uaotoloyikr Aeltoupyia Twv SIOKUTTOPIKWY CUVOECWY
gival vPioTng onuaciag og 10ToUC oL TTAPOUCIAloLV OTa-
BepO pNXaVIKS 0TPEG OTTWE TO MUOKAPSIO, AN Kat To G€p-
pa- 16iwg oTig MaAAUEG Kat oTa EAaTa. Ot cUVSETEIS au-
TEG elval amapaitnTeg, TO0O yla TNV OKEPAIOTNTA TWV IOTWV
00 KAl yIa TOV OXNUATIOUO UNXAVIKWY GUUTTAEYATWY Kal
onpatodotikwv 0deloewv. H urapén duo evdokuTTapiwY
TPWTEVWY, TNE TMAAKOO@AIPIvNG Kal TNG SCUOTAAKIVNG,
Sladpapatifel onuavtiké pdAo OtV ArmPOCKOTTN A&l
ToupYia TwV KAPSIOPMUOKUTTAPWY. UYKEKPIMEVA, N TIAC-
KOo@AIpiv OUVOEEL TO KUTTAPOOKEAETO TNG OKTIVNG E
UTTOSOXEIC KAVTEPIVNG, TTOU CUPPBANOUV OTNV KUTTOPIKN
TTPOOKOAANON, VW 0TA SECOCWHATA CUVOEEL TNV SECIO-
TAQKIVN ME TIC OECUOOWUATIKEG KAVTEPIVEG. ZUMPBAN\EL
€MiONG, O€ UNXAVIOPOUG amomTtwong aAA Kal TTOAaATAa-
olaopoU Kat Slapoporoinong Twv ONAAKIKWY TPIXWV. AN-
AoWoELG oTIC BEoElg oUVOEONC TNE MAOKOOPAIPIVNG 1 TNG
Seopomiakivng Aoyw yoviSIakwy HETAMNAEEWY, amooTa-
Bepomololv To CUVEXEG TNG SIOKUTTOPIKAG TTPOOKOAANGNG
Kat Slatapdooouv T akePAIGTNTA TOL 10ToU 0To Sépua
kat v kapdid, dlaitepa Katw amd cuvONKEG Evtovng un-
XQVIKAG KATamovnong. Inuavtikn ivai, Aowmdy, n diaca-
@AVION TwV HETOANAEEWV TTou duvatal va eVOKAYOouLV oTd
e€wvia TTOU KWAIKOYPAPOUV QUTEC TIC TTPWTEIVES, KaBwC
ouvdéovTal Apeoa e TNV ugavion voowv ARVC [3, 5].

H appubuioyevric 6e€1d kohiakry kapdiopuondBela
(ARVC) amoteAei pia kapdiopuikn dlatapayry, n omoia o
Mo000TO 30% €ival OIKOYEVIG VOOOC TTOU KANPOVOEITAL
ME QUTOOWWIKO €TIKPATH TPOTO. Ol QUTOOWHIKEG ETTIKPO-
TEIG MOPYEG TNG EVTOTIIOTNKAV OTOUG XPWHUOOWHATIKOUG
Tomnoug 14923, 1942, 1412, 2932 kat 3p23 [3]. Qotdoo,
&merta amo €peuva mou Se€NxOn amé tov Mpwtovwtdplo
otov MANBuouo TN Na&ou, avakaAueOnke éva cUvEpopo
ARVC, n véoog Na&ou, Ue QUTOCWUIKY) UTTONEITTOEVN KAN-
povounon [3, 51. MapatnpnBnke étt doot tav opdluyol
Y10 TO UTTOAEITOEVO AANNAOOP PO EMTACXAV OTTO TN VOO0,
eV ol eTepdluyol ATaV PopEic kal epgavidav Aiya amo ta
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(PAIVOTUTTIKA XAPOKTNPIOTIKA TOU CLUVEPOHOU. TO YEVETIKO
aiTIO TNG OUYKEKPIUEVNG VOOOU XOpToypa@prOnke otov
XPWUOOWMKO Té110 17021 [3, 4] KOl amd YeveTKr) avdluon
BpéBnke 6T MpokaAeitan amod Tn petdMaén Pk2157del2,
o010 Yyovidio mou kKwSIKoTIolEl TNV TTAAKOo@aIpivn. To yo-
vidlo autd evtomifeTal OTOV KUTTAPOYEVETIKO TOTIO €U-
pou¢ 0,7 cM (centiMorgan) HeTA&Y TwWV YEVETIKWY SEIKTWV
D17S800 kat D1751789. Autog o Témog, mépa amo 1o Yo-
vidlo Tng mMhakoo@aipivng, TEPIEXEL Yovidla Kal Yia AANEG
TIPWTEIVEC, OTTWG yla pia ipwTteivn Tumou Armadillo kattnv
SEOUOTAAKIVN, TIOU CUPETEXEL OTN SIOKUTTAPIKT) CUYKON-
Anon kat o€ povoratia onuatodotnong (3,4, 7-11,16-18].

310 yoviSiwpa acBevwv Tou TACKOLV armd TN VOoOo
Nd&ou, Toco otnv Na&o 600 Kal aToug AANOUC ATTOPOVW-
Mévoug MANBUGCOUC TTOU EVTOTTIOTNKE N A0BEVELQ, TAUTO-
moinBnke Wwa amaloipr| 2 Bacswv (TG) oto 3’ Akpo Tou
yovidiou Tng mhakoo@aipivng. H petdAaén autr Bpébnke
o€ 6A\oug Toug MAnBuopoUc [3, 4].

Ta amaleipBévta voukAeotidia evtomiotnkav oTi¢ B€-
o€l¢ 2157 kat 2158 (Pk2157del2), mpokaAwvtag PeTaTo-
Mon MAAIGIoU avAyvwong Kal TPOwPOo TEPHUATIOUO TNG
HETAPPAONG, AOyw oxnUATIopoU Kwdikoviou Aiéng. Autr
N METATOMON TTAQICIOU €XEL WG ATIOTEAECA VA TIEPIKOTIE
n C-TepUATIKNA TTEPIOXT TNG KATA 56 apvo&ikda katdhotrma.
Metda amné otunmwua katd Western, n petal\ayuévn mpw-
Teivn Bpédnke va €xel poplako Bdapog 75 kDa, evw n ¢u-
ololoyikr} makoo@aipivn éxet 82 kDa, yeyovdg mou amo-
Seikvuel Tnv mpwiun Stakorm ¢ ouvBeong tng [3, 4, 7-11,
16-18].

EmmAéov, mopatnenOnke OTl TO QUOIOAOYIKO OAAN-
AOPOP®O, PAKOUC 256 VOUKAEOTISIWY, TIEMTETAL aMo TV
TEPLOPIOTIKN evOovoukAedon BstOl o SUo Bpavopuarta,
MAKoUC 163 kat 93 {euywv BAcewy, VW TO PETANAYLIEVO
aAMNASHoPPO, To omoio amoteleital and 254 (euyn Pa-
OEWV, TIAPAUEVEL ATTETTTO, KABWCE N HETANagN Saypagpng
TTOU TTPOYMOTOTIOLEITAL £XEL WG ATTOTEAECHUA TNV OMOAOL-
N NG avtiotolxng Béong meptoptopou [3]. H Swamiotw-
on auth XPNOIUOTOIONKE O KAVIKEG UENETEG YO TOV
éNeyxo mBavrig eUMAOKAG Tou petalaypévou yovidiou
Pk2157del2 kat og dA\e¢ mabrioeic ARVC. Mpayuatornoln-
Onke PCR o Seiypata aipatog aobevwv pe ARVC kat pe
™ Xprion BstOl SiamotwOnke n mapouacia ry amouacia Tng
nipoavagepBeicag petdMaéng ota mpoidvta evioxuonc.
Bdoel autwv twv peetwy, SlamotwOnke 6TL N mapaiayn
Pk2157del2 dev spgaviletal oto yovidiwpa Twv acBeviv
pe aMa ouvdpopa ARVC, kat uBuvetal yla v ekdniwon
pOVO evOG oUYKeKpPIUEVOU ouvdpduou ARVC, Tng Nooou
¢ Nagou [3].

AeSOUEVOU OTI O YEVETIKOC TOTTOC TTOU EUTTAEKETAL OTNV
UTIO PENETN VOOO gUTTEPLEXEL Kal AAAa Yovidla TTou Kwdiko-
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TTOLOVV SLIAPOPETIKEG TIPWTEIVES, N VOOOC EPPaviel pia mma-
paAhayn 6mwe mpoavagépOnke, To ouvdpopo Carvajal. To
oUV&popo aUTS TIPOKAAEITAL ATTO OUOCUYEC I} CULEUYUEVEC
e1ePOlUYWTIKEC HETONNAEEIC 0TO Yovidlo NG SeopomAaKi-
vng Tou ouxvd gpgavifovtal ota g€wvia 23 kai 24. Amo-
TENE( KAl QUTO IO AUTOOWHIKY) UTTOAEITOHEVN Kapdiay-
YELOKr VOGO, TTOU eVTOTTI(ETAL OTOV KUTTOPOYEVETIKO TOTIO
6024. H artiohoyikr| petdA\aén amaloipric, Dsp7901del1,
TIPOKOAEL TOV OXNUATIONS evOg Kwdikoviou AN kat Tov
TIPWIHO TEPUATIONO TNG OUVOECNG TNE AVTIOTOIXNG TTPWTE-
vng. Mia AN umoAemépevn PETAANAEN avTIKATAOTAONG,
n DspG2375R, oTo 610 yovidlo odnyei o€ umokatdotaon
¢ Mukivng -Gly amé Apywivn -Arg (Gly2375Arg) oto
KapBo&utepuatikd akpo tng mapaybeicag mpwrteivng [5].
An6 yevetikéG avaluoelg Tiou Sle€nxBnoay, evtomiotnkav
akoun 2 mBavég petalaéelg oto e€wvio 24 tou yovidiou
¢ SeopomAakivng, N MeTaotpo@r ¢.7123G> C Kal n YETA-
mwon ¢.6986T> C. H mpwtn odnysi otnv auvogikn umo-
kataotaon Gly and Arg (Gly2375Arg) kat n Seutepn éxel
w¢ amotéeopa tnv unokatdotaon Tng Aeukivng-Leu améd
v MpoAivn-Pro (Leu2329Pro) [1, 5, 12, 14]. 'Eva dNAo &i-
60o¢ petala&ewv ol omoieg o€ culevypévn etepoluywTtia
mpokalouv To cuvdpopo Carvajal, pe kamoleg dagopo-
TIOINOEIG OTA KAAGIKA (PAVOTUTTIKA XOPAKTNPIOTIKA QUTOU
TOU OLVEPOUOU, KATAYPAPNKAV OTO £€WVIO 23 TOU yovIdi-
ou ¢ deopomiakivng. Ot PeTAMAEELG aUTEC gival oL pe-
TAOTPOYEG €.3564T> A Kat ¢.4395T> A. 2TIG TIEPIOOOTEPEG
TIEQPUTTWOELG TOU cuvdpopou Carvajal, mapatnpnOnke ot
N MNTEPA PEPEL TN LA LETANAEN eV 0 TTATEPAG TNV AAAN
[1,5,19,21].

Mapdayovteg mpoyvwong

OL KuploTEPOIL TTAPAYOVTEC SUCEVOUC TTPOYVWONG TNG VO-
00U £ival To veapd TNES NAIKIAC ELIPAVIONC, TO OIKOYEVEIAKO
lOTOPIKO UE KakonOn kapdiohoyikd kpolouata, n ava-
oTtpon Kupatog T mépav TG mpokdpdiag amaywyng V1,
n auv€nuévn Sidpkela Tou cupmAéypatog QRS (avtimpoow-
TIEVEL TNV EKTOAWON TOU KOIAIOKOU HUOKAPSiou) OTo nAe-
KTpokapdloypdenua, n UmoKH TnS Se€1AC Kat aploTtePri
KOG, AN Kal paVOpEVA CUYKOTTAG 1} Kal KApSIAKAC
avakomc. MoANEG @opég n Sidyvwon TG VOoOoU TTpayUa-
Tomoleital émerra amd alpvidlo BAvato, o omoiog amoTeAei
Kattnv povadikn ekdniwon ¢ [2, 20-22].

Awdyvwon ka1 Ogpamneia

Y& mepimtwon vmoyiag yia appubuioyevry 6e€1d KolNlaKn
kapdopuomalela (ARVC) yevikd, 6mwe Kat yia Ty vooo
¢ Na&ou €181kOTEPQ, O PN EMEUPATIKOG KAPSIOAOYIKOG
é\eyxoc Ba mpémel va EPINAUPBAVEL AEMTTOUEPES KAVIKO
IOTOPIKG TOU aoBeVOUC, YEVETIKN) AVAAUCN Kal A OElpd

e€etdoewv: avdhuon nAektpokapdloypagnuarog (ECG,
Electrocardiogram), 8iaBwpakikd umepnyokapdioypden-
pa (TTE, TransThoracic Echocardiogram), pe Aemtopepr
alohéynon tng 6e€1d¢ Kothiag, KapSIayYEIOKT HAyVNTIKA
Topoypagia (CMR, Cardiovascular Magnetic Resonance
imaging), TEOT KOTIWOEWC YIO TOV EVTOTTIICHO TUXOV appub-
MLV, aANA Kal TTapakoAoUONoN Twv TTAAUWY TNES KAPSIAC
péow nAekTpokapdloypagripatog Holter. e evdexopevo
KapPSIaKAC avwpaAiag, To nAektpokapdioypdpnua Oei-
XVEL TNV avTIOTPO®N Tou KUpatog T o V1 €wg V3, Sidpkela
QRS>110 ms 0e V1 éwg V3 kat kupata E. Emiong, otoug md-
OXOVTEG OUVNBWE TTOPATNPEITAL OXNUATIOUOC AVEUPICHO-
TOG KOl UTTOKIVNOIaG, KUPIwG oTnv €Mipaxn mepLoxn, otnv
000 eKPONC Kal TNV KopuPn TG Se€1AC KolAiag. Ao tnv
e€étaon AapBavovtal dedopéva yia tnv Kapdlakn pop-
@oloyia, TNV Aertoupyia kal To €idog Tou 1oToL. Aimwdng
L0TOG o SUVATAL VA EPPAVIOTEL 0Ta LUOKAPSIAKA KUTTA-
pa mapoucialetal wg mepLoxr LPNARG évtaong orUaToc.
Y€ OPIOUEVEC TTEPITTWOELG, OmTov N Sidyvwon kabiotatal
duoxepnc, evdeikvuvtal n umepnxokapdloypapia, n ay-
yeloypagia tng 6e€1Aa¢ kohiag, n evdopuokapdiakn Bloyia
Kall Ol YEVETIKEC e€eTAoEIC. E€ioou onuavTiki ival n Siago-
pIKn Slayvwon Tng vooou, n omoia TIPAYHATOTIOLETAl HE
NAEKTPOPUOCIONOYIKEG e€eTAOEIC [2, 4, 7-11, 16-18].

Emerta and epmeplotatwpévn Sidyvwon Tou acBevoug
pe v vooo ¢ Na&ou, mpwtapxikd péAnUa tng Bepa-
mieiag eivat n amoguyr) Tou aigpvidiou kapdiakou Bavdrou.
la Tov okomo autd, o acBevri¢ Ba mpémel va améxel amo
ormoladnmote évtovn abAnTIKn SpactnpldTnTa Kat yia tnv
OUMTMWHATIKN avaKOU@ION CUVIOTATAL CUYKEKPIUEVN Oe-
PATEUTIKA aywyr. AuTtA ep\apBAavel B-avaoToAeic, Omwg
N COTAVOAOAN Kal avTIapPUBUIKA OTwe N auwdapdvn.
Ma tnv kopdlaKkr) AverApKeld, XOpnyoUVTAl OVOOTOAEIG
TOU UETATPENTIKOU ev{UUOU TNG AYYEIOTEVOIVNG, avVaOTO-
Aei¢ Twv UTTOSOKEWV TNG AYYEIOTEVOIVNG, [B-AVOOTOAEIG
kat SloupnTikd. Xe Seutepoyevi) TIPOANYN EVOOKOINOKOU
BpduPou r BpouBosuPoing, evéeikvuvTal Ta amo Tou OTo-
MaTOG XOpNYoUevVa avTimnkTika [1,5,6, 19, 21, 23].

H epguTeuon evéc kapdiopetatporméa-amvidwTr (AICD,
Automated Implantable Cardioverter Defibrillator) epap-
poletal og TEPIOTATIKA TIOU €ppavi(ouv CUMITTWHATA
kat e€ENEN TNG vOOOU Kupiwg Tptv amd v nAkia Twv 35
ETWV Kal amOTPETEL ToV APVIKO BAavato amd appubuied.
To AICD xpnotomoleital o€ acBeveic mou eppdvicav e-
PLOCOTEPA TOU €VOC eMEICOSIA AlUOSUVAUIKAG aoTABEIaC,
TIOPATETAREVNG KOINAKNG TAaXUKapSiag r pappapuyns i
oofapric cuoTtoAikr¢ Suchertoupyiag [1, 19, 21]. H pébo-
So¢ Radiofrequency Ablation (RFA) cuviotdtal og cuvexn
KoIAlakr Taxukapdia i éTav autr amaitei ouxvr @ap-
poyn tou AICD [2]. e mpoxwpnuévo otadlo Tng vooou,
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ormou omoladrimote AMn Bepareia kabioTatal avw@en,
N METapooxevon Kapdidg amoteAel Ty Hovn Avon. H pe-
TAPOOXEUON aUTH CLVHBWCG ATTALTEL TNV CUUMETOXN) OUY-
Yevwv TTpwTtou Babuol Tou acBevolc, KATOTIV NAEKTPO-
KapSloypa@nuaTikol eAéyxou Kal KapSIaKAG HAYVNTIKAG
Topoypagiag [2, 20-22]. Zuvemnwg, PE Ta WG TWPA LATPIKA
SeSopéva, Ta POPUOKOAOYIKA OXAMATA KAl Ol EQAPOYEG
TwV TTOIKIAWV HEBSSWV amookomouv otny TPOANYN Tou
emikeipevou BavdTou kat Oxl otnv MAPn ekpiwon g
vooou.

Zu{TNOoN KOl TPOOTTIKEG

Mapd TV HaKpoxEovia HEAETN TNG TaBoyévelag Tng vo-
oou ¢ Na&ou, To aiTlo TNE MPOTIUNGCIAKAG EUMTAOKAG TNG
6e€14¢ KOINiaG TTapaAPEVEL HEXPL KAl OAUEPA AOAPEG [3, 51.
YUpQwva Pe supripata, mOavwg €vag and Toug Adyoug
AUTAG TNG TTPOTIPNONG €ival n Katamovnon Tng Se€lag
Kothiag idén amd tnv euPpuikn nAikia Tou acBevoug [6].
E€ioou onuavTiké gival kal To yeyovog 0Tl n MAaKoo@al-
pivn, n omoia Siadpapartilel ormovdaio poAo otnv mabo-
YEVEIO TNG VOOOU, EUNMAEKETAL O€ UEYANUTEPO TTOCOOTO
otnv Slac@alion ¢ SouIKAC akepaldTnTAC TNG Se€1AC
KOIAiag, amo OT1 TG aploTepnG. TauTtdxpova, ot SIaPopES
otnv Sopr aA\d kat otnv Asitoupyia Twv SO KOIAWV al-
TIoAoyoUV TNV auénuévn IKavoTnTa avtioTABUIoNG TNG
atehoU¢ Aertoupyiag Twv OECHOCWUATWY OTNV APIOTE-
pn Kothia. ‘Etol, n aplotepn Kothia emOeIKVUEL KAAUTEPN
npootacia amd TIC MOAvEC aNaYEC TWV TTIPWTEIVIKWY
aMnlouxiwy, kaBiotwvtag Tnv 6e€1d meploodTtepo gua-
AwTn o€ autég [3].

H XapaKTnpIoTIKN Yia TN VOOO UTTOKATAOTAON TWV HUO-
KapSIoKUTTApwVY amd vwdeg katl Mrmwdn 1016, aAAd Kalt N
MEIWMPEVN IKAVOTNTA avayEVWNONG TwV HUOKAPSIOKUTTA-
PWV, AmOTEAOVV TNV avaTOMIKN BAon yla Tnv PoodeuTI-
K Kapdlakr avemdpKela, TNV appubuia Kat Tov aipvidlo
Bdvaro [5, 6, 23].'Ocov agopd OTNV XAPAKTNPIOTIKH HopP-
oloyia Tou TPIXWTOU TNG KEPAANG TwWV aoBEVWY, N eva-
To0eon TNG MAAKooQalPivnG oTa TPIX0BUAAKIQ, o GUVSUL-
QOO HE HENETEC TNG AelToupYiag AAWVY SECUOCWATIKWY
TPWTEVWY, UTTOSEIKVUOUV OTI AMOLWOELG 0TNV Sopr TNG
m\akoo@aipivng Ba prmopouoav va o8nyricouv oty umo-

28

BaBuIoN TWV SECUOOWATIKWY EVWOEWY OTA KUTTAPA TNG
Tpixag [5]. AKOUN, 0 TIPWTAPXIKOG PONOG TNG TTAAKOO@AL-
pivng otnv Slatripnon TG KUTTApIKAG ouvoyrig Tou &ép-
patog SlatapAacoeTal Kal £T01 Ta KUTTOPA ArmoKoAwvTal,
KUPIWG OTIC TIEPIOKEG TTOU EKTIOEVTAL OE CUVEXT UNXAVIKN
Katamovnon, 6mwg ival ol TOAAUES, Ol ECWTEPIKEC TIAEL-
PEC TWV SAKTUAWV Kal Ta TIEAUATA TWV TTOSIWV. XUVETTWG,
autn n dlatapayr TG KUTTAPIKAE CUVOXIG TOU SEPUATOC,
TIPOKAAEL TOV KAAGIKO SEPUATIKO PAIVOTUTIO TWV ACOBEVWY
pe vooo Tng Na&ou [5]. To yeyovoc ot n Na&oc mepthapBda-
VEL - | HANoV TeplENdUPBave - Evav amopovwpéVo TTAnBu-
ouob, otov omoio ol mMBavotnTeg evéoyapiag eivatl avgnué-
VEC, ETTEIVEL TNV CUXVOTNTA LE TNV OTTOI0 KANPOVOLE(TaL N
vO00G €vTOG Tou TAnBuopoU. MNMapodpola eavopeva xouv
KOTAYPAQEL KAl 0 AANOUC OTTOUOVWUEVOUC 1 KAEIOTOUC
TANBUOPOUC, KABWC N UTTOAETOPEVN KANPOVOUIKOTNTA
TETOIWV YEVETIKWV VOONUATWY KaBIoTd TV otabeporoi-
Nnor Toug OTNV TOTIIKN] YEVETIKN Se€apevry EUKOAOTEPN Kal
EMOPEVWG TNV EUPAVION TNG OTTOLAG VOOOU CUXVOTEPN.

Jupnepacpata

H vooog tng Na&ou, av kat omavia, Suvartal va emnpedoel
Kat dAoug MAnBuopoUg Tépav Twv yvwotwv [1, 2, 5, 19,
21]. Ot e1dikoi Ba Tpémel va SlabéTouv Ta KatdMnAa péoa
Katva Bpiokovtal og M\ pn £ypriyopon yla tThv EUmepLoTa-
TwHévn S1Ayvwon auTrig TN ommaviag acBévelag Kabwg Kal
va gival og Béon va Siapop@wvouv KATaAnAn Bepareia
yla TNV peiwon tng voonedtnTtag Kal Bvnoludtntag twv
nipooBePAnuévwv. ASlap@lofnTnTa, amoucia €ykaipng
Siayvwong ¢ vooou, n mopeia Tou acBevoug sival Su-
opevwg mpodiayeypappévn. Aedopévou OTL okomog ival
n MEOANYN tou BavdTou, ol TTAoxoVTeC Ba TIPETEL va uTTo-
BaMovtai meplodikd og kapSloAoyIkn e€€Taon Kal va armo-
PeLYoULV TNV €ékBeon NG KAPSIAC 0€ LPNAEC KATATIOVAOELG
pNXavikoU 1} @\\ou artiou. X pia mpoomdBela eEAEyxXou TNG
vooou g NAa&ou, TTou amooKoTIEl OTNV avayvwpIon TwV
POPEWV NG HETAMNAENC TNG TTAAKOOPAIPIVNG, EXEL EEKIVI-
OEL EVTATIKOG YEVETIKOG ENEYXOG TwV EUTTABWV MANBUCUWV
TPOG eAayloTomoinon Twv SUCAPECTTWV KATAAREEWY Tou
@awvopévou, kabw¢ n MARPENG €AAeldr Toug gaivetal va
HETATIOETAl VIO TO amWTEPO péNoV [2, 20-22]. @
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ABSTRACT

Naxos Disease: An example of founder
effect for genetic disorders

Triantaffylia Arvaniti, Anastasia Pitsigavdaki, George P. Patrinos
University of Patras School of Health Sciences, Department of Pharmacy, Labora-
tory of Pharmacogenomics and Individualized Therapy, Patras, Greece

Many hereditary diseases are observed in relatively
high frequencies within isolated populations, such
as islanders, a phenomenon of Population Genetics
called“Founder’s Effect”. One such case is Naxos’' Dis-
ease, arare residual autosomal arrhythmogenic right
ventricular cardiomyopathy (ARVC). This disease is
mainly characterized by palmoplantar keratotomy,
hair fatigue and cardiac problems such as arrhyth-
mias and heart failure. The symptoms set in from the
early years of the patient’s life, with the exception of
cardiomyopathy, which usually occurs during ado-
lescence. Initially observed at Naxos island, Greece,
where the percentage is higher due to geographical
limitation, the disease has hitherto spread. A variant

of the disease, the Carvajal syndrome, was observed
in areas of India and Ecuador with slightly different
clinical manifestations. Frameshift mutations in two
genes, which encode plagoglobin and desmoplakin,
proteins involved in cell-cell adhesion, and thus af-
fecting the tissue integrity in the skin and the heart,
are responsible for the disease. These mutations lead
to premature termination of translation and to trun-
cated proteins. To assess clinical severity, the patient
undergoes cardiac examinations, which include
mainly ECG, TSC and CMR. The treatment consists of
symptomatic relief of patients by administering spe-
cial medication, while at advanced stage of the dis-
ease, invasive procedures are opted for.

KEY WORDS: Isolated population, Founder’s effect, Naxos Disease, heredity, right ventricular

arrhythmogenic cardiomyopathy, plagoglobin, Carvajal syndrome
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