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Inmoxodreio Noooxoueio, Abrjva

o ovvdpopo paxpov QT (Long

QT Syndrome, LQTS) eivow €va

®Aoovourd radand véonuo
OV YoQaXTNEICETAL TS TAEATAOT TOV
draotipotog QT oto nhextporapdoyd-
PNUC RO OYETICETAL UE OVYROTTIRA ETEL-
06010, emrivouveg nolALanég aQouOni-
€c TUmov torsades des pointes ralL VYPNAG
%xivouvo augvidiov Bavdtov oe €dagog
dopnd guotohoyirrc xapdide.! Eijueoa
yvopiCovue 6t 1o LQTS elvar éva why-
povouro aEELOLOYOVO VOO IO, UE O-
TOOMUATIRY] ETRQATOVOO RANQOVOULKO-
™A, TOV TEOXOAE(TOL 0TS UETAMNAEELS
TV yovidimv Tov ®oQdloxdv dtavinyv
LOVTOV ®al TV PonONTLRWV TOVUG TUNUA-
10v.2> Avaléyng To epmhenduevo ndfe
oQad yovidio, 1 ovouaoio Tov ouveEOUoU
pépet ta dwoxprtnd LQTL, LQT2 %.0.x.
(ITivaxag 1).

To auvdpopo Brugada

To ovvdpopo Brugada (BrS) eivar éva
®Anoovouxd ®oedoxd véonua Tov nhe-
ATQOXOQOLOYQAPLHA XOUQAXTNOICETAL QTS
avaomoon tov draotipnatos ST otg de&r-
€c mponddLeg amarywyég V1-V3, ue 1j xm-
oic amorAelond deELov onélovg, nat oye-
TiCeTou ue oUyROTTIRA ETELCOOLAL HOL VPT)-
A6 nivouvo augvidiov Bavdrtov o €dapog
douwnd guotohoyric xapdidc.®” To ovv-
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QOO ®ANQOVOUE(TOL UE QUTOOMUATIRG
EMULOATOUVTOL TOOTTO 1AL EXTIUATAL OTL EV-
Bvveton yia 10 4% £wg 12% tov cuvélou
TV oLpvidimy Bovdtmy, xal yia 10 Ewg
row 20% tov aupvidiov Bovdtwv pue «pu-
otohoyuii» #apdd.b 1 Emméoy, extnd-
TaL 6Tl ovTLtpoommeveL to 40% Emg 60%
TWV TEQUTTWOEMY ROLAMARNS UAQUAQUYTS
OV Y0V TEONYOUUEVMG XOQOXTNOLOOED
o¢ Wromadeic.'12 "Emg ofjueoa, ot pe-
taMAEeLs Tov yovidiov SCNSA mov rw-
dwromolel Tov ®adiaxd dlavio Lévimv
Na™ »ou cuviotd 1o pevua Iy, amotehovy
TO ®UQLO YEVETLXG VTOOTQWUO TOV OUV-
OQOUOU RO AV VEVOVTOL TTEQITOV OTO 18-
30% twv aoBevov, pe vPNAETEQO TOCO-
0T6 OTLS OULYMDS OLXOYEVEIC LOQPES TOV
ouvddpov (Mivaxag 1).1317

Aopri TWV Kapdlakwv d1aUAWY 16VTWY

O noodoxot diaviol LOVTWV amoTeAovV
LORQOUOQLOKA TTOMTEIVIXG OVWTAORA TNG
HUTTOQUHNG UEUPOAVNS TAL OO OLTTOXQL-
vépeva oTig SLopoEES Tou dtapeueavinon
Suvaurol aAMACOUV TN OTEQEOYNULKY] TOUG
dudrtagn. Ou otegeoynurég auTég uetafo-
AEG, av ro WXQEES, 00MNYoUV OTO dvolyuo
TOANG o’ Gwov og »Adopato Tov devte-
QOAETTOV EXOTOUUVQLO. LOVTA ELOEQYOVTOLL
1 eE€pyovtal amo To ®UTTAEO dNUOVQYD-
viag éva petpo peowdv mxooumép. s H
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Hivaxag 1. Ta vdoia yovidia tov LQTS »ouw BrS.

Tvmog Tovidio Xowusoopo Ipwteivn Agttovpyta Zuyvomrta BifShoyoapuxn avopopd
LQT1 KCNQ1 11p15.5 K,7.1 a o ~30-35% 77
LQT2 KCNH2 7q35-36 K(ll.1a Ig: | ~25-30% 2
LQT3 SCN5A 3p21-23 Na,1.5a Ina T ~5-71% 3
LQTS KCNE1 21q22.1-22.2 minK I | ~1% 80
LQT6 KCNE2 21q22.1-22.2 MiRP1 I | ~1% 79
BrS1 SCN5A 3p21-23 Na,1.5a Ina | ~18-30% 13

11, AGENOM 1j nelmon tov %aEdLoxoy pevpatog o TEQTTMON ueTdAaENG, aviiotowya.

OLOOLROLOTOL TNG WVORVUTTAOLXG EXTOAMONG KO ETTAVOL-
éhwong ovvrelelton péoa amd 4 dodoyird, droxoL-
Td oTAdLe UETAPOADV TNG OTEQEOYNULRNG HATAOTOONG
TV SLaiAov, YopoxToloTnd yio xd0e dicwhro.' Ta-
od tavto GAol oL dtavol wou eEapTdvial oo to dvu-
VOLRO €XOUV AEHRETA HOLVE OOULRA RO AELTOVQYLRA
XOQOATNOLOTIXG, OIS O CLOONTHOOS TOU NAEXTOLROV
mediov mov avihaufdvetol Tig alayEg oto duvaut-
%10, 0 TGQOG, TTOV CLVTOITOXOLYOUEVOS OTOV ouoOnTioa,
OVOUYEL ®OL XAEIVEL ETULTOETOVTAG T QO] LOVTIWV, RO TO
@iAT0 emAexTHSTTAC TV VTV, &1

AciToupyIKEG EMMTWOEIS TWV PETAANGEEWV

Ta Aettovywrd xapdlond getuata eivol To amoTé-
Aeopa Tov dELOTOU CUVTOVIOUOU €XPEOONS TOV PL-
OQPUOLRAYV, BLOYMULRGVY RAL BLOYEVAV LOLOTIHTOV TWV
Sty tovg. 2 Eivou moopaveg 6Tt €0Tm o rQEc
aMay€g Tov dopdv Tmv dtovhwv nEom uetahhdte-
v elvol LRAVES VO EMNEEACOVV ROL VAL TAEOVV TLg
ovvBeteg autég Aettovpynég tovg Widttes. H emy-
QELOL QT WTOQEEL VaL XL G OTOTEAEOUC, T UEQLXN 1]
TMON ATTWAELQL AELTOVQYRATNTAS Y TV 0It6dO0N ETTL-
TAEOV, TEQOY TOV PUOLOAOYLHOV, AELTOVQYLROTNTOG.
“Etol, og wo mpdtn ovdyvmon, ot ueToMAEELS ®oTn-
YOQLOTTOLOUVTOLL O€ QUTES TTOU 00N YOUV OF «ETUREQIN»
Aertovpywotta (gain-of-function) wou o€ QUTESG TOV
EXOUV G OUTOTELEOUOL «TNULMUEVI» AELTOVQYLRATITA
(loss-of-function).

Lars

>to LQTS yvwpitovue 6t petahGEeLS TV Yovidimy
tov dtwthwv K (LQTL,2,5,6) 0dnyotv o amdreio
AELTOVQYRATNTAG, UELWVOVTOS OVOLOOTIXG TV €VTaL-
on twv eeVRATOV Iy, non Ik, nou dpa 1o «améBepa
EMAVOTOAWONGS», VA UETAAMAEELS TOV YOVIOiOU TOU
draidov Na® (LQT3) odnyotv oe emmhéov Aettovp-
YIRS TO AVEAVOVTOC TNV €VTOON TOV QeVUATOS Iy,
now doa TS extéhoong.?!

Zmv meplintwon petolMdEemv Tmv ®oQdLandV
draidowv K* n maboroywxn tovg dpdomn aoreiton pe-
ow VY0 ®VELWV unyavioumyv. O TEMOTOg apoed otV
LXOVOTNTA TV VTOUOVAOMVY Vo, ouvaQuoloynBovv
0€ TETQOUEQES UE amoTéELEOUO T dQapaTiry neim-
on (~50%) tov drabéoumv AeLTovEyLR®Y SLoAmY
O CUVETMS TNV avtiotolyn dpouotivy nelmon Tov
pevpartos. To powvouevo avtd 0pileton wg «omhoot-
vemdonewar (haploinsufficiency).>* O devtepog -
YOVIOUGS apod o puetahhdEels wov odnyovv oe do-
WMKRES OVOUAAIES TV VTOUOVAdM®Y, OL 0TTOleS oLV~
B€otepa TQOTOTOLOUY TNV RIVNTLXY 1] Y ®YLUOTNTA
oV JLovAov. O unyaviouos autds 0QIteTon wg €L
%©QOTOVOO AEVNTIUTY RATOOTOMY (dominant-negative
suppression/effect).**?

e aviifeon pe T UETAALAEELS TOV ROQOLOKDV
duavhov K, o1 petahhdEeic tov yovidiov SCN5A oto
LQTS €xovv #owv6 unyaviouo xo 0dNyovv o€ «EmL-
%xedn Aertovpywdtnton (gain-of-function) wvpiwg ué-
0 TNG 0TELOVS 00QOVOTTOIMONG TMV dLoAwY, TS ato-
otafepomoimong g draduwaoiog adpavomoinong 1
me emPodduvoric me.? Se xdbe mepimtmon to amo-
TEAEOUAL ELVOL 1) TTOQOVOTOL CYLUWY ECOUCANY EXTOAW-
TV gevpdtmv Iy, ot @don plateau 1ov #0000
duvourol evepyelog Tov, oV KoL WXQOTEQNS EVTAONG,
mooteivouy ) didoxrela tov. H mopdtoaon avtn odn-
vl oV eppdvion Tedwoemv petexrmohdogmy. 03!

BrS

210 BrS ou petarrdEeig tov yovidiov tov dravlov
Na™ (SCN5A) em@épouvy uetmpuévn hertovpywmdm-
Tat, wo pelwon tov pevparog In,. >3 Kdmoleg pe-
talAdEeLg 00N yoUv og TAME®S un Aettovyrovg di-
avAOVE, VA AMAES TOOTTOTTOLOVY TIS PLOPUOLKES TOVG
Wiétrec.> TTAALOLOTEOTIXES, AVEQUNVEVOLIES RO
UETAAMGEELS poTiopotog 00N yYouy o€ TAOWS un AeL-
TOVEYLROUE OLlAOUE, UE OTTOTELECUOL TN UETMON KO-
Td T0 ROV TV OL0BECIUWY AELTOVQYIRMV dLAUAWY
(amhoavemdonera). >33 TTohhéc mapeounvevoiueg
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X.M. KotTta ka1 guv.

uetalagelg €xovv emiong meQLYQAEL TOV pAlivETL
VO LELDOVOUV T OLATTEQATATHTA ROL Oy WYLUGTNTO TOU
dtavhov yia Nat 1 va odnyoiv og Staihovg pe to-
momomuéveg Proguoréc idmrec.®® To amotéheoua
og ndfe mepinmtwon elvor 1 pelmon Tov pevpatog Iy,
(Zxnpna 1).

KAIvikij onpacia Tou €idoug Twv pETaAAGEEWV

Lars

MetahhdEelg mov Adyw tomohoyiag (raBoEv-telnd
axpo) oyettCovron pe nmotego (“forme fruste™) pou-
VOTUTTO %Ol XAVLXY] TTOQEIDL €XOVV TEQLYQOPEL OTOUS
timovg LQT1, LQT2, LQT5.3* Modopar perém
aoBevav timov LQT1 €08e1&e mwe ov aobeveic wov
pépovv petarrdEels drapeppoavinég (rov xveiwg
«TTMTTOUV» TOV TGO %o TOV ouoBnTioo duvauxov
Tov SLOAOV), TaPEQUNVEVOLUES (TTOV 00N YOUV G€ OL-
aUAOVUC UE TQOTOTONUEVES PLOQPUOLRES LOLOTNTEG)
1 EMXEATOVOOS OLOVNTLXGS KOTOOTOAMIS, EXOVV OVE-
Edomrta onuavtrd avEnuévo xivouvo yua rapdlard
ovppdpota Tavidg Timov, og OYEON UE AUTOUS TOV
PéQouv UeTalLAEELS ROQPOEV-TEMHRES, U TOQEQUY-
vevoeg Y amhoavemdoxetag, avriotouyo.*?

BrS

IModopatn uerétn oe aoBevels pe petalldgelg Tov
vyovidiov SCN5A €de1Ee 6L 1o emimedo amhelog Aet-
TOVQYWOTNTAG TTOV ETPEQEL 1) XADE HETAMOEY avTo-
voxhd eV P€peL 0Tov ®Mvind pavétumo.*? O peto-
MGEeLg OV EMLPEQOVY TATION ATTWAELDL AELTOVQYLRGS-

Nat Nat

v
duoioloyiké BrS

LQTS

mrag (aveounvevolues) Po€Onue va oxetiCovral ue
ONUAVTIXA AUENUEVY OUYXVOTNTO. CUYXOTNG %o QVEY-
uévo Pabud diatagoyav s aymynigs (Tapdtaon Tmv
QRS omv medrAnon ko PR omy mpdxinon »ow oty
Noeuio) oe ox€omn Ue g UETAMAEELS TTOV ETLPEQOVV
UELOUEVT AELTOVQYLROTNTO (CLOXRETES TAQEQUNVEVOL-
neg). H €pevva yipm and 1o B€pa autd folonetar o
eEEMEN Wote T yeveTrnd dedouéva vo amoteAécouv
éva véo delntn daotpmudtwong ®ivduvoy oto ueh-
Aov.

Feverikig emkaluyn pe dAAa appuBpioydva oluvdpopa

Aronutég petarAdEers Tmv Yovidiny v #oQdLar®v
dLaihav €xovv €mg ONUEQX TEQLYQAPEL TTOV, TATTO-
VTOGS UE SLAPOQETIXOVS TEOTOUS TOL ETAVOTOADTIXA
nodLoxrad gevpota Ik, Ik, Ix; #000S ®ow 10 ExTOAW-
Tré gevpa Iy,, ovviotovv to maboloyind vTooTEm-
na dranoLtdv ovvdpouwv. "Etol, petalhdEelg tov
yovidiwv avtov eprthéxovat, Ttépav tov LQTS »ou
tov BrS, nau oto ovvdpopo foayéoc QT (Short QT
Syndrome, SQTS), o0& popPEg 0LnoyeEVOUG ROATLRYG
UOLOUOQUYNIS, 0T VOOO TOU GUOTHIATOS 0Ly WYYS, OTNV
1OLomaBn ®olMaxt] LOLQUALQUYY| RO OTO CUYYEVES OUV-
dpopo vooovvrog phefoxrdupov (Eyiua 2).4-5

H avayvdoion ot petarlhdEelg mov emgpégouy
IMuopévn Aertovpynémro Twv dtoihwv K+ odn-
youv atov xhvird gowvétumo tov LQTS, evd dideg,
OV EMLPEQOUVV eMmreQD] AELTOVQYLROTNTA, 0O YOUV
otov xhvird gavotumo tov SQTS, Pydlel oe mow
avéyvawon vénua. 24448 Avtiotouya, eivan xoTavonté
OS UETOMAEELS TTOV EMUPEQOVY TNMUEVT AELTOVQ-
ydmra Tov Stovhov Na* odnyovv otov xAvind go-
vétumo tov BrS, eva dAAheg, mov eMLQEQOVV ETLREQ-

Na*t

Ty 1. Emuxeodic naw petopévn Aertovpywdmro tov Staihwv Nat oto LQTS #aw to BrS, pe avEnom xou pelmon tov #aodomnot getpa-

106 I, aviiotouyo.
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Zynina 2. Tevennt emndluym tov yovidiov tmv ®apdiondv diathov KCNQI1,7444748 KCNH2 2454 KCNJ2,784650 KCNE2, 75!

SCN5A.3’13’52_55

11, AvEnon 1j pelwon tov gevuaros oe megintwon uetdiiagng, avriotorya.

O Aertovgywdtnta, 00NyoUv OTov *MVIXG QovETU-
mo tov LQTS. 2335 Avmij ) oxenind amhij sopmveia,
LOYVEL UEV, AMAG VTS TO MG KoL GAADV EVENUATWY,
TEQLITAERETAL TTEQOUTEQ.

210 eninevipo Tov BEUaTOS TG YEVETLVIS OAAY-
hoemndAivymg Poloneton ®vilmwg to yovidio SCNSA.
AlaxLtég uetolhdgelg Tov yovidiov, oL meQLOodTE-
QEC EX TWV OTOLMV ETMLPEQOVY CNULMUEVT AELTOVQYL-
HOTNTOL, OTOTEAOVY TOV ROLVG YEVETIXO TOLOOVOUALOTH
o€ dLapoeTind ouvdpopa, alhd emmAéov, idileg Té-
Toleg UETAAMAEELS aiveTal va 0dNyoUv O€ ®ATOLES
TEQUTTMOELS O€ LOPOQPETIROUS PALVOTUITOVE, OL OTTO(-
oL, axGUa ®oL LEoQ OtV (dL0 OLXOYEVELDL, UTOQEL VOl
TOLQOVOLALOVTAL 08 ULKTY, CUVOVAOUEVN 1] CTORAEL-
onxy wooey (yijua 3).3 Emumododeta, dedopé-
VO 0IT6 TTEOOQOATES PEAETES EVOYOTOLOUV VTTORMVIRES
UeTAAAEELS TOV YOVIOIOU %L OTNV ROLALOXT] LOLQUOL-
QUYT] XOTA TS TEWTES DPES TOV 0EEOS EUPEAYUOTOS
0V PoxraEdiov.®> % Se moléc mepumTdosLc, o Aet-
TOVQYHOS YOQOXTNOLOUOS TOV UETAAMAEEMV OUTMV in
Vitro o€ ®UTTOQIXA CUOTHUOTA €XPQOONS ExeL delEeL
OTL TMTTOVY TOVTOYEOVO TOWIAES PLOQUOLKES LOLG-
TNTES TOV OLAUAOU, UE TAUTOYQOVY] TTOAVETITTEDN OTTM-
AELOL AELTOUQYIHOTNTOGS, ROl UE ATTOTELECUOL HLAPOQES
®Avinég exdnhmoels. Evdewtind Ba avagpégouvue ™
uetdAhagn 1795 insD n omoia odnyel otv, oxedov

adiavont og ®»Mviro enimedo, ovvimapén tov LQTS
#ou Tov BrS.”

Iapd tavta, oe VTS TOU OL AELTOVQYIRES UENE-
TEC OEV QTaVTOUV lvan g HETOED 0loBEVHV POQEY
™m¢ (drag petdrAhakng tov yovidiov SCN5A mapovot-
dlovron dLapoeTIHOl CUVOVOOUOT UKTAV 1] OTTORAEL-
otV patvotintov. To (dto epwtnua ovolooTind
oA 1oL OtV TOWiAN dretoduTinoTNTO ROl ERON-
AOTHGTNTO TTOV OL VEOOL OUYVA TOQOVOLALOVY pE-
TaEV aofevidY PoEEwV dLoxQLT®V HETAAAGEEWY TV
VIOAOLTWY YOVLOIWV TV ®aEALARDV dLaiAmY, TOU
0dNYOoUV 0€ HAAOLRES LOQPES TV OLVIQOUWY, XWEIS
onuovtirn yevetnt aldniogmirdivym. Ou tapdyo-
VTES TOU PUAOV %Ol TS NARIOG, OUYVA AVOpEQOVTL
VOL UMV GUVELGPEQOVV OTIC DLOPOQOTOUoELS oTEC.
H ewdva howdv mov €viova dtopoopavetal eivor
OTL TO RVOLO YEVETIXO VTGOTQWUO ATOTELEL TOV HE-
vTOLO GEova evOg ®MVIrROU amoTeAEOUOTOS, OMAA O
TOOIOG %ol 0 Pabuds pe Tov 0molo eXPEALeTOL VITG-
AELTOL O ONUOVTLROU BaBuol Toomomoimon amd emt-
m\éov mapdyovreg.t”o8

Me tov 600 «TQOTOTONTLROL TAQAYOVTES» HUQI-
WG AVOPEQOUAOTE OTOVS TEQLPAALOVTIROUS KO YE-
VETLROUG TOQAYOVIES TWV OTOWV Ol EMOQATELS OYN-
HaTomoLovy 10 ®hvind amotéleopa. H dmoyn mov
emrpartel elval 6t ov tegLfarloviinol ToEdyovteg
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TOAVOS ®VEIMG EVOTVOVTOL YLOL TIS TTOQOEVOULRES EX-
OMADOELS TWV OLROYEVAV CUVOQOUMY, EVH OL YEVETL-
%O[ TAQAYOVTES KUQIMG EVOYOTOLOUVTOL 0T dLOITQO-
OWRY TOLRIANOUOQPI0. LETOED TV 0LoBEVADY Ue ROLVO
w6p10 aBoroyrd vréotompua.t” O yevetnol Tpomo-
TONTLROL TOQAYOVTES ALPOQOVV RUPIMS TOUS HOVO-
vourheoTldLrovg molvpooplopotc (SNPs) ou omoiot
%o puatoloywd evBivovton yua tepimov to 90% g
vevetic pag mowihopoopiog.®

H yevetinn toomomoinon péow SNPs aoxelton eite
UECW TS AAANAETIOQMONG TOUS UE TO HUOLO TALBOAOYL-
%0 véotewpa omtd To (dLo Yovidlo, eite amd dLooETL-
%G Yovidlo, eV, avd mepimrman, 1 aAlnhentidoaon ot
UmoQel var TapoEuveL ™V telxt| ToBoAOYIXY ExpEaom 1
v, T petoLdler.®® Evdeummnd mopdderypa me doxnong
TQOTOTOUTIXYG OQAONS OTTd TO (010 YOVIOLO Elvol %o O
SNP H558R touv SCN5A, émov 1 mapovasio Tov o€ opd-
Cuyn poperi (R558) oe ouvduaoud e omoladrjtote omd
Tg petohdgerg T5121, M1766L now R282H tov SCN5A,
UETQLACEL onuavTind TV TtolBoloywri] Toug Exngooaon (M-
y6teon amdiera Iy, ).2 7! Tlapdt oL popraxol pnyavt-
opoi miow amd Tg dpdoelg aTég Oev elval yvwotol, T€-
TOLOV TUTTOU (OULVOUEVOL (POIVETOUL GTL CUVELOPEQOVV O
HOVTIRA oL OTO BaBUG SLELOOVTIROTITAGS KO OTLS EXAE-
HTIREC POUVOTUTIES EXPOGOELS TV voomudTav.®

H avalimon yevetniig motnhopooeiag e too-
oo kY dpdon TEQAV Tov TaHoAOYLROU YovIdiov
avapodg, avoiyel po TAN0woea ThavOTHTOV Rl
oL YVAOOELS Pag YU amd autd to O€ua elvor axdpo
mo edmeic. T vo oynuoticovpe pa ewéva, ev-
demTIHA avOopEQOVUE TEOOQOTY UEAET) IOV €0e1Ee
TG OUY®EXQLUEVOL SNPs Tov yovidiowv twv o, ®al By
0.00eVEQYIRMY VIT0dOYEWV OxeTiCovVToL ue avEnuévn
CUUTTTOUOTOAOYICL o ®(VOUVO ®OQOLOKWY CUUSOUG-
tov uetaEv aoBevov ue LQTS mov gépovy v (dua
mafohoyui petdhhagn tov LQT1.7?

H »otavénon g gpuong Tov YEVETIROV TQOTO-
TOMTLRWOV TOQAYOVIWOV E(VOL O ETOUEVOS REVIQLROG
OTOY0G OTNV ROTOVONOT TV RANQOVOMKMYV 0QQUOUL-
oyovav ouvdodumv. T v exthipwon tov otdyov
ouTtoV TOAVOTEQX VO XOELOOTEL 1] HATLA HOG VoL EL-
vau Myotepo eottaouévn. O pGAog Twv netaArdEewy
TOV RAQOLONDV OLOUAMY QAIVETOL VO EXTEIVETOL TTE-
Q0 a7t T LUOXVTTOQO TWV XOLAMWDV ROl OF QUTH TWV
UOATTWV, Ota €E€LdLnEVUEVO RUTTOQM TOV CUOTIHUA-
TOC OyWYNe, Tov hefoxrdpupou xat twv vdv Purkinje,
OOV Ao%OUVV T 040N TOVS NECQ OGS dLadLROOTES
ahAniemidoaong ral avadoaong pue dexnddeg dileg
nEwTelveS TOV OVVOETOVY €Va TOAITTAOKO, HOL RO
Td TOTOVS €EELdEVUEVO, HUTTOQXO TTEQLPdALOV. Ze

MeTdAAagn MetaAAagn MetdAAagn MeTadAAagn MeTdAAagn MeTdAAagn
D1275N 1795insD AK1500 E161K G1408R T2201
+Cx40 SNP +P1298L +R1623X
-AlaTaTikn -AloTarTikn
HuokapdioTrabeia HuokapdIoTTaBEIa
8 i -KoATrikn -LQTS -ZUvdpopo BrS -KoATrikA
IKOYEVNG Japuapuyn LQTS -BrS VOOOUVTOG ] SUVSPOUO Happapuyn SUvSpouo
emdeIvolpevn -Alarapaxég Kal -AiaTapaxgg PAeBokoppou Aiarapaxég vooogw‘:)ug -Alatapoxég g vooogwi:y;
A ™e aywyng Brs ™g aywyng -DioTapaxég ™S aywyng @AeBoKOBOU aywyng @AeBoKoBOU
TTauon -DAeBokopBIkA NG aywyrg -OAeBokopBIkn
duoAeiToupyia SuoAeiToupyia
(uikTOi (ouvéuaouévol (uikTOI (uikTOi (amokAsioTiKOi (uikTOI
Paivorurror) paivorurror) PaIvVeTUTTOI) paivérurror) @aivoTutror) @aivorurror)

Tyrina 3. Teverxn emxdhvygn tov yovidiov SCN5A péowm tov petohdEemv D1275N,°058 1795insD,>*! AK1500,%? E161K,% G1408R,%+>

T2201.38%

Mewrtol pawvotumor = “Eva M tepuoodtepa 1 Gha ta tapamdve. Zuvdvaouévor pavétumolr = ‘Oha Tt ToQomdvew. ATORAELOTIXOL QaL-
véruror = “Eva amé to mogamdvew. +Cx40 SNP = O @auvetumog exdnhdvetor BGvo @300V OUVUTAQYEL OUYXRERQLUEVOS TOAVUOQPLOUAS
Tov yovidiov g novveEivng 40. +P1298L/+R1623X = O @ouvotumog exdNA@VETOL HGVO EQOGOV OUVUTAQYOUV ROL QUTES OL LETAANAEELS

(0vvBen eTeQOCLYWTIO).
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outy ™ Be®ENON VITAQYEL ®OL ULO ARSUO dLACTOON,
auT ™G TOAVHS HUTTAQLRYS ETAVOOYNULATOTONONG
70V 0L UETAMAEELS TV %ALY dLaiAWY UTOQEL
VO ETLPEQOVY WG ATOTELEGUN TG 0BQOLOTLRYC TTO-
Bohoywrrc Toug dpdong. Tehevtala, expodletal 1
aroym ws oL ueToMAaEeLs owtég mbavag vo drota-
QACOOUV %OL TNV CLOYLTEXTOVIXY] TOU EVOORUTTOQIHOU
TEQPAAAOVTOG 0ONYWVTAG TOTLRA O €0TIES (VIONG,
ATSTTMONC RO ®UTTOEWOU Bovdtov.t 7 Avté gad-
VETOL VaL 0poQd. ®upimg Tovg Staidovg Na™ ou omoion
€xyouv oUvBeTOUS PUOLOAOYLROUVS QOAOVEC OTOVG KO-
TOUE, TIC ®OLMES RO TO voTUa aywyrig. ™

MetalrdEelg Ttov yovidiov SCNSA €yovv mpd-
OQEATH EUTAAKREL OE TEQUTTOOELS UHTDV POLVOTUTTWY,
ue ouvurdEyovoa Womadt] diatoTir puoradLtomd-
Beio (Sxnua 3).57% Emmhéov, oe ndmoleg meQuuted-
oelg aofevav pue ®uvirnd @owvotumo BrS, pegurotl ex
TV omoiwv Ntov opeis netaAldEemv Tov Yovidiov
SCN5A nou pe «@uololoyuy» ®oedLd ®atd Tov un
emMEUPATIHG HAMVIRG ENEYYO, O LOTOLOYRES ENEYYOG
Oelrypndtmv evOouvonaQOLORMY PLOYLWV RATEYQUE
douwréc alhordoere.”’® To natd néo0 10 YeveTInd
OUTO VITGOTQWUO OUVELCPEQEL OTNYV OVATTTUEN dopL-
ROV allholdoewv 1 avtd to U0 oUVUTAQYOUV AVE-
Edomta o ovvdvaotird evBivovtal Yo ToV *AVIRG
QOUVGTUTTO, OTTOUEVEL VOL OTTOGoNVLOTEL. "

H »hvixy zan faoinny €0guva Twv ®ANQOvouKr®vY
%AQALOHDV VOOHUATWV €YEL VO OVTIUETOTIOEL ARGUOL
TOoAES TEOnM|OELS OL omoieg paiveTon GTL Ba yoeLa-
otel vo amavinBoUv pe ovvOvOoTIRES TQOOEYYIOELS.
H ovveyiig avatpopoddtnon g TAnopogiag oo
™V ®AVLrY TEAEN 0TV €QYOOTNOLOKY TTQOXTLXY, KOL
TIOW, CUYRQOTEL UL OUVEYY XURALXY ovveQYQOia
7ov, 110N ofuepa, odnyel oty TOQOY ®RaAITEQWV
VINEEOLADV VYElOg %ol amd TV omola ®veing eEaQ-
TdToL 1) TES0O0E TG RATAVONONG TWV VOOUATWOV CV-
Tayv. Me #ndBe pog Prina weog 1o uEALOV, M TANQOWOo-
ola auti| amoxtd ouveywe TEooTOEuevn akio.
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