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MNepiAnyn

O1 kAnpovopikés ata&ies eival ondvia voonpata pe peydan KAviKA Kal YEVETKN ETEPOYEVEID, YEyovdS Mou
unopei va anotedéoel diayvwoukd npdPAnpa. Zkonds 1ou napdévios apbpou eival va 6Woel NPAKTKES Ka-
teuBuvoels otov kAvikd veupondyo nou Ba tov dieukonUvouy otov evioniopd pias nibavns KANPOVOUIKAS
atagias kar otnv enapkn diepelivnon s pe BAaon us vedtepes Olebvels Slayvwotikés kateuBuvoels, aAnd kal
nio €16i1ka dedopéva yia tov EAAnviké nAnBuopd. Avantiooetal apxikd Pia YeVIKA Npooéyyion otov atag)-
K& aoBevn kal avadvovtal ta €181KE KAIVIKE XapaktnpioTkd nou B€touyv tnv unoyia pias KANPOVOIKAS ata-
€ias, pe €1bikn pveia otov onopadikd acBevh nou anotesi ouxvd diayvwaotkd NpdRANpA. LN CUVEXeId Yi-
VETal pla nepIANMUKA ava@opd ouUS AUTOCWHIKES UNOAEINOUEVES, AUTOOWUIKES EMIKPATNTIKES, PUAOCUVOETES
Kal prtoxovoplakés atatfes, eoudlovias ota kAIVIKG eKeiva XxapaktnpIoukd nou éxouv 1d1aitepn SIayVwWoTKN
onpaoia. TéAos, npoteivetal évas diayvwatikds afyopiBuos yia tnv npocéyyion acBevav pe Bpadeias eyka-
tdotaons napeykeanidikh atagia.

Né€eis kAe1d1a: kKANPoVopIKEs atagies, AUTOOWUIKES ENIKPATNTIKES NAPeYKePARIOIKES aTagies, aUTOOWHIKES UNoneIndue-
ves napeykekpanidikés atagies, ata&ia Friedreich, SCA

Approaching the hereditary ataxias
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Abstract

Hereditary ataxias are rare disorders characterized by significant clinical and genetic heterogeneity that can
pose a diagnostic challenge. The present paper aims to provide practical guidance to clinical neurologists
that may assist them in identifying potential heredoataxias and investigating them according to the latest
international guidelines, but also recent data from the study of the Greek population. A general approach
to the ataxic patient is initially presented, analyzing specifically any clinical features that may lead one to
suspect a hereditary cause and focusing on the sporadic patient, who often poses a diagnostic challenge.
A brief outline of the autosomal recessive, autosomal dominant, X-linked and mitochondrial hereditary
ataxias follows, focusing on clinical features of diagnostic importance. Finally, a diagnostic algorithm is
proposed for patients with slowly progressive cerebellar ataxia.

Keywords: hereditary ataxia, autosomal dominant cerebellar ataxia, autosomal recessive cerebellar ataxia, Friedreich’s
ataxia, SCA

Eicaywynh

O1 kAnpovopikes atagies ivar ondvia voonuata pe
peyann kAIVIKA Kal YEVETIKN ETEPOYEVEID, YEYOVOS MOU
unopsi va anotenéoel Siayvwotkd npdPAnua yia tov
kAviké veupoddyo. Xtnv opdda auth nepinauPavo-
VIl YEVEUKE vOohpata ota onoia n ekpuAion tns na-
peykepanibas kal eviote Tou oteféxous h twv oniobi-
wv deopv anotenolv 1o nposEdpxov KAIvIKO xapa-
Ktnplotko. Qotdoo, a&ilel va onueiwBei du ol apiyeis
kAnpovopikés atagies eival idiaftepa ondvies kai 6t ous
NEPIOOOTEPES NEPIMTWOEIS NpooBdnfovtal og pIkpd-
t€po Pabuod kal dNAa AeItoupyIkd cuoTAPATA EVIOS

A KAl €KTOS TOU KEVTPIKOU VEUPIKOU ouathpatos [1].
210 ouvono tous ol kAnpovoplikEs ataies dev gai-
VETaI va Eenepvouv o€ ouxvotnta to 1/10.000 otous
Eupwnaikous nAnBucpous [1]. Qs pétpo olykpions
napaBgtoupe tov eninodacpd s puotovikhs Su-
otpopias, o onoios unonoyiletal oto 1/8.000 [2]. An-
Aadn, 6ol padi ol yeveukoi Wnol KANPOVOUIKMV ata-
€l nou Eenepvouv tous 100, sival onavidtepol and
pia apketd ondvia kANpovouikn puikh ductpoia.
Yuvéneia autou gival U o Péoos veuponodyos Sev Ti-
Betal ouxvé npo tou Slayvwoukou dIAAPYATos nou
yewd n unoyia pias kAnpovopikhs atagias. Xkonos
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ToU Napovios dpBpou ival va dMOoel NPAKTKES Ka-
teuBuvoels otov kAIvIkd veupondyo nou Ba tov dieu-
koAUvouv va evtonioel pia niBavh kAnpovouIkA ata-
€ia péoa oto cuvono twv atagikmv acBeviv Kal va
blEpEUVNOEl ENAPKWS Pe BAon tOoo Tis vedtepes Oie-
Bveis diayvwotukes kateuBuvaoels, 6oo kal nio €1dikd
bebopéva nou npdéoeata éxouv dnpooieuBei and mn
pengn tou EAAnvikou nAnBuopod [3,4].

Fevikn npooéyyion tou ata§ikoU acBsvh

H enituxnpévn didyvwon tou atafikou acBevh anal-
tel, fows neploodtepo an’ éu oe anda veuponoyikd
voohyata, pia cuotnpatkh 81ayvwotkh Npocgyyion
nou kat' apxnv BaciCetal og pia KAIVIKA XpACIUN Ta-
€ivopnon [1]. H ta&ivounon auth yivetal ye don ty
nAikia évap&ns tns véoou, tov 1pono eykatdotacns
s kal tnv kAnpovopikdtnta. Xwpidovial €101 o1 ata-
€ies oe mpwiIuns €vapéns (<25 €wn) kar dyipns évap-
€ns (>25 éwn), oe o€eias, unoteias n Bpadeias eykatd-
otaons kai t€nos og eniktntes h KANPOVOpIKES, pofo-
vOu 10 Tefeutaio otoixeio ouxvé duokona pnopsi va
anooca®nvioBei and to 1otopikd (nivakas 1).

Y€ YeVIKES ypappes, atagies ogias n unoeias eyka-
tdotaons sival oxeddv navia enikintes. E€aipeon ano-
tefolv pévo ol noAu ondvies KANPOVOUIKES EMNEICO-
blakés atagies kal oplopéves petafonikés atagies s
npdwns naidikns nAikias nou Ynopouv va eykataota-
Bouv o&ws. And us ataties pe Bpadeia eykatdotaon,
60o€s éxouv Npwiun évapén eival oxeddv ndavia kAn-
povopikns aruonoyias, evid 00es Exouv Gy €vapén
gival nio ouxvd enikintes, poAovot KANoles Ynopei va
eival kal kAnpovoikés (cuvhBws enikPatnNTKES) [1].

2tn nAgIovoTNTa TV NEPINTMOEWY, O ENIKINTES ATa-
&fes pnopouv va diayvwaoBouv enituxds and ta e1dIKa
kAIviKé TOUS XxapaKINEICTUKA Kal évav Npwto napakdi-
vIKO énieyxo (payvnukh topoypagia eykepdnou, eCéta-
on ENY, yevikés BIoxnpikes, alpatonoyikés Kal avooo-
noyikés e€eTdoels). L€ onaviGTePES NEPINTWOEIS Anal-
tetal nio €161kds napakivikds €Agyxos, ONws yid na-
pdoelyua ous napaveoniacpatkés atagies, onv ata-
€ia opeiNdpevn og avendpkeia Prtapivns E, otnv ata-
€ia nou oxetietal pe duoavegia otn yloutévn h otnv
ataia nou oxetietal ye anti-GAD avuowpata [1,5].

Ye KAMoles NePINTWOEIS, 0 Napakiivikds EAgyxos pias
eniktntns ataias avadeikvuel pdvo pn €10IKG eupn-
pata (n.x. napeykeadiSikh atpogia). Xapaktnpiou-
k& napadeiypata pnopei va eivar n napeykepanidikn
pop®n tns atpogias noAdanAmy cuctnPdtwy Kal N
1610naBbns napeykepanibikh atatia dyiuns évapens.
YUS NEPINTWOEIS AUTES Oev pnopei va anokeloBei n
niBavotnta pias kKANPovopikns atagias nou dpws na-
poualidletal ws onopadikd nepiotaukod [5]. Eivar an-
Awote kAIvikd dianiotwpévo 6T TEToIa NEPIOTATIKA Na-
panéunovial ouxvd yia yeveuko éneyxo. MNote dpws
adnBeia opeifoupe va €xoupe Io0xuph unowia yia pia
kAnpovopikh ataia;
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MNéte tiBetal unoyia kAnpovopikns ataias

Mia oelpd otoixeiwv and 1o I0ToPIKG Kal TNV av-
Kelpevikn e¢€taon tou acBevous pnopouv va odnynh-
oouV oV KAIVIKO 0TV unoyia tns YeVEUKAS GUONS pIas
atagias. Mptov, n napoucia oa@ous OIKOYeVEIaKOU
IoTOpIKOU, T0 onofo npénel va AauPBdvetar pe peyd-
An npocoxn Kal va nepinapBdvel TouAdxIoTovV TPEIS
YEVIES. XNV NePINTwaon enikpatnukns ata&ias, us ne-
PI00OTEPES POPES dlanmiotvetal 6t vooouv ATopa o€
KG&Be yevid, undpxel dnAadn k&Betn kAnpovopIkdN-
10. Xtnv nepintwon unodsinéuevns atacias, Ynopei
Kavels va d1aniotdoel Avw Tou evos NACXOVIES OTNV
id1a yevid (opifévua kAnpovopikétnta). Qotdoo, o
HIKPES OIKOoyEveles auth n nAnpo@opia ouxvd Asinel.
AeUtepov, N oaPns napoucia cuyyévelas €€’ aipa-
10S OT0US Yovels, dedopévou 6T n evdoyapia autavel
onpavukd tnv niBavétnta egeavions unonsinduevwy
voonudtwy. Enions, n éuueon évbeiEn 6u pnopei va
undpxel Jakpivh ouyyévela e’ aiiatos oTtous YOVeis
givar onpavukn. Otav pntépa kal Nnatepas katdyovai
ano v 161a h Kovuves neploxés augavetar n mbavo-
NTa ePeAvions unoneindpevwy atagidv. Tpitov, n na-
pouaia pias Bpadéws emdeivoupevns atagias pe évap-
€n npiv ta 25 €. Auth napanéunsl cuvhBws o€ Ka-
nolo unofesindpevo véonpa. TéAos, n KAVIKA eikdva
dias Bpadéws embeivoupevns napeykepanidikns Kai
aioBnukns atafas pe katapynpeva tevévua, onpeio
Babinski, okodiwon kar koifonodia, n onoia, avetap-
tws difwv debopévwy, oeinel va kateuBuver T
Siayvwoukn okéyn otnv ata&ia Friedreich, t ouxvoé-
tepn kANpovopIkh atagia.

Ano ta napandvw Pnopei Kaveis va oupngpAavel
OU n napouaia olkoyevelakoU IotopikoU Ogv anotenel
anapaitntn NpoUndBeon yia va unoyiaotel Kavels pia
kAnpovopikh atagia, yeyovés nou odnyei oto npo-
BAnpa tou onopadikoU aoBevn.

To npéBAnpa tou cnopadikol acBevih

H anouacia oikoyevelakou 1otopikoU dev anokAdei-
€l tnv napouacia pias kAnpovopikhs atagias. Or A6-
yol gival noAnoi kai xphaolpo gival va tous anapiBun-
ooupe nepinnnukd. Mptov, ynopei va pnv ival oa-
@eis ol nAnpo@opies M va pnv undpxouv NANPOPO-
PIES yIa TO OIKOYEVEIaKO 10TOPIKO N va upiotatal Yeu-
6hs NatpdINTa. Z€ AUTES TS NEPINTWOEIS EXOUUE YEU-
Bs apvnTkd OIKOYEVEIKO 10TOPIKO. AgUTEPOV, OF pI-
KPES OIKOYEVEIES, ONws NpoavaPépOnke, ol unonel-
noépeves ata&ies unopei va epgaviovial ws onopadi-
Kes. Tpitov, ol enikpatNuKES atagfes pnopouv ondvia
va eppavioBouv de novo (Mpmtn eppdvion nabono-
yIkns petaniayns). Tétaptov, oE atagies dyiuns évap-
€ns, evdexetal ol popeis tou nabonoyikou yovibiou va
unv nponafaivouv va voonoouv Kai va anoficioouv
Adyw kanolas addns ndBnons. TéAos, o NepINTW-
ogIs kKAnpovouIk®V atafickyv nou ogsifovtal oe duva-
uikés petadnayés (enavafnyeis tpivoukdeoudiwv) ous
OMOIgS NAPATNPEITAI EVIOVA TO PAIVOUEVO TNS EMIOMEU-
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ledpylos Koutons kal ouv.

Nivakas 1. Ta§ivopnon twv napeykepanidikwv ataiov pe Bdon tnv nAikia évapgns, tov 1pono eykatdotaons
Kal tnv KAnpovopikétnta. Mevika o nivakas &gv gival eaviAntukos Kal oNPEI®VOVTIAl HOVO Ol ONUAVTIKOTEPES
h ouxvotepes ano us ataies.

HAikia évap&ns

Eykatdotaon-nopeia

Mpiun évapén
(<25 €mn)

O€eia eykatdotaon pe h xwpfis
biafeinouca nopeia

Yno€eia eykatdotaon
PE A Xwpis NPOOOEVTKN
enideivwaon

Bpadeia eykatdotaon pe npoodeutikh
enideivwon

Eniktntes

loyevhs napeykepaniuda, ADEM,
ayyelakd eneioddia, ofeia pap-
PaKeUTKN TogIKdTNT, oUVEPOHO
Miller-Fisher, nuikpavia Bacikis

Oykol onioBiou BdBpou
(npwtonabeis), ayyeiakés du-
onAaoies, Siadsinouoa KM,
SSPE, napeykepanibikéd anod-
otnya, olvépopo oYdkAo-
vou-puokAovou

Xpovia papuakeuTkn TogIKOTNTa,
AnAntnpiaon and Bapéa pétania

KAnpovopikes

AUTOOWVIKES EMIKPATEIS
Encioobikés ata&ies (EA1-7)
AUTOOWWIKES UNOAEINOUEVES
Eyyeveis Siatapaxés tou
petaBoniopou

AUTOOWUIKES UNONEINOUEVES

Artatia Friedreich

AT, AOA1, AOA2, ARSACS

MetaBonikes atatfes (AVED, vooos Refsum,
xofdeotavoioon, apntafino-npwrteivaipia, voéoos
Wilson)

®udooUvbetes

Abpevoneukoduotpopia

Mitoxovoplakés

O@eindpeves o petaniayés oto yovidio POLG
AUTOOWIKES ENIKPATELS

Yndvia, n.x. SCA7

Ouwiun évapén
(>25 )

O€eia eykatdotaon pe N xwpis
biafeinouca nopeia

Yno&eia eykatdotaon
HE N Xwpis NPOOSEUTKN
enideivwon

Bpabeia eykatdotaon pe NPOOdEUTIKNA
enideivwon

Eniktntes

Ayyelaké eneioddia, ofeia
(PAPUAKEUTIKA TOgIKOTNTA,
pavpa-unotaiyia-
Bepponinéia,
eykepanondBeia Wernicke,
ouvépopo Miller Fisher

Ailafeinouoa XK, éykol
onioBiou BéBpou (beutepo-
naBeis), ayysiakés duonia-
ofes, napaveoniaopatkn
napeykepanidikh ekpuni-
on, eAgypgovwdn voonua-
10- ayyeludes, napeykepa-
Aidikd andotnpa, HIV, vé-
oos Whipple, onopadikn
Jacob-Creutzfeld, eykepa-
AondBeia Hashimoto

MNpwtonabws npoiovoa K1, xpdvia
(POPPAKEUTIKA T0gIKOTNTa, dnAntnpiaon and
Bapéa péranna, évdola Bitapivns En B12,
ennoins oidhpwon, ataia oxeuldpevn Pe
duoavetia otn yloutévn, ataia pe anti-GAD,
unoBupeoeibiopsds, atpopia noAdanAv
ouotnpdwwy, 1I6lonabns napeykepaidikn atagia
oyiyou evapEews

KAnpovopiikés

AUTOOWIKES ENIKPATELS

Tunou | (SCA1,2,3,17 x.a.)

Tunou Il (SCA7)
Tunou Il (SCA6 k.a.)
®unooUvdetes
FXTAS
Mitoxovdpiakés
rnavia, n.x. opeiNdpeves oe petafayés oto

yovibio POLG

Autoowpikés unoneindueves

Ynavia, n.x. atagia Friedreich oyipou evap&ews

ZKI: okdnpuvon katd nidkas, ADEM: acute disseminated encephalomyelitis (o&eia bidonaptn eykepadouueAiubda), SSPE: subacute
sclerosing panencephalitis (uno&eia okAnpuvtikn naveykepaniuba), AT: ataéia tnAayyeiektaoia, AOAT: ataéia pe opBanuokivnukn anpaéia
wnou 1, AOA2: ataéia pe opBaduokivnukn anpaéia tinou 2, ARSACS: autosomal recessive spastic ataxia of Charlevoix-Saguenay (au-
toowyikn unodsindéuevn onaotukn ataia tou Charlevoix-Saguenay), AVED: ataxia with vitamin E deficiency (ataia pe avendpkeia Bitaui-
vns E), SCA: spinocerebellar ataxia,
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ons, evOEXeTal Ta TEKVA VO VOONOOUV MNPIV EPQAVIOTES
n véoos atous yoveis (n.x. SCA7). Evas yevikods Kavo-
vas 161aitepa xphaolpos KAviké gival 6u pia onopadi-
kA ata&ia pe npwiun nAikia évapéns (25 €in) ouvh-
Bws unokpuntel kKANPOVopIKG véoNpa, eV pid ono-
padikn ata&ia pe dyipn évapén Katd kavéva oeeine-
101 Og ENIKINTO vOoNpa.

Znpilduevos ous napandvw Pacikes apxés o KAl-
VIKOS 10Tp0Os unopel va odnynBei otnv 1oxuph uno-
wia pias kAnpovopikns atagias. Av 10 OIKOYEVEIOKS
IotopIKS Gev bivel nepioodtepes NANPOPOPIES yia Tov
poéno petaPifaons tns vooou, téte n nAikia évapéns
pnopei va dwoel Kanoles €UPeoes eVOEiEels ws NPos
10 B€pa auto. Z€ yevikes ypaupés, KANPOVOIKES ata-
Eies pe évap&n npiv ta 25 €n €ival unonemopeves,
Kal pe évapén petd ta 25 € eivarl enikpatnukes [1].
210 onpeio autd kano eival va avapepBoupe olvto-
pa oUs Nio onpavukes kAnpovopikeés atagfes, tagivo-
pavtas tes e Bdon tov 1péno petafifaons kal ava-
beikvUovtas kanola KAVIKA oToIXeia mou pnopel va
us xapakwnpidouv kal dpa va pas npooavatonicouv
owotd otn Sidyvwon.

O1 unodeinépeves kANpovouikés atagies

O1 unoneinépeves KANPOVOpIKES ataties anotenoly
N ouxvoTEPN opAdA KANPOVOUIKWY ata&iv Ye ouUVo-
Aiké eminonaopé 7/100.000 tou yevikou nAnBucpiou
[6]. ZuvhBws eivarl eminAeypéves atagies e npooPo-
AN kal AANwWV VEUPIKWV Kal €EW-VEUPIKWY ouotnud-
twv [7]. H ouxvdtepn and autés eival n atatia tou
Friedreich nou anotenei otous nepioodteEpous nAn-
Buopous dvw tou 50% twv unofeindpevwy atagioy
[8]. Mpdopatn pefétn otov EAANVIkG NnANBuoud avé-
beie 6u 51,3% twv aoBevav pe 10xuph unoyia uno-
Aendpevns kAnpovouikhs ataias énaoxav and ata-
€la tou Friedreich [4]. H kAvikA s €IKkOva ouvioto-
a1 o€ pia Ppadéws enideivoutpevn andld Bapid na-
peykepanidikh kal aiobnukh atafia pe katapynpéva
tevévua, onpeio Babinski, okodiwon kar koidonodia
pe ouvnBn nAikia évap&ns otnv epneia kal ondvia
HETA 10 25° €10s. Aloonpeiwto gival éu n payvnukn
topoypagia eykepdnou dev avadeikvuel 101aitepn na-
peyke@anidIKA atpo@ia, kau nou BonB4 diapopodi-
ayvwoukd. Mpéner va tovioBel 6t ouxvd npooPdanie-
1al 0 KapdIakds puUs yeyovods Nou Pnopsi va odnyn-
oel o€ Bapid kapdiondBeia. Mnopouv enions va -
PavioTouV KOPWOoN, ONuKN atpogia Kal cakxapwons
biapntns [7]. O1 aoBeveis gival cuvhBws opolUymTES
yid pia naBoAoyikh enéktaon enavannyewv GAA oe
pn-kwdikonoloUoa neploxh tou yovidiou FXN. Ind-
via gival etepoluywtes pe enéktacn GAA oto €va an-
Annio kal onpeiakn petadfayh oto dino (ouvBetol
€1€POUYTES). H ouxvoTNTa TV POPEWY OTOV YEVIKO
nAnBuoud ival nepinou 1/100, yeyovds pe peydann
kAIvikh onpacia 816U o€ NEPINTWOEIS POPIAS TOU EVOS
yovéa €ival anapaitnto va enéyxetal yovidlakd Kal o
annos yovéas akdépa kar av Oev undpxel kpoUopa ata-
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€jas Friedreich oto 61k6 tou yeveadoyikd 6évdpo [8].

‘Evas onpavukés apiBuds unoneinépevwy atagiov
eival yetaBonikns aruofoyias kal ynopouv va diayvw-
oBouv pe €161kés petafonikés e€etdoels xwpis n die-
vépyela yovidiakou enéyxou. OI onpavtkétepes and
autés eival n kAnpovopikh ataia pe avendpkeia Pi-
tapivns E, n vooos Refsum, n xoAeotavénoon, n apn-
tafinonpwrteivaipia kar n véoos Wilson (otn ondvia
atagikn s gopon) [1,7]. Na i didyvwon twv peta-
BoAikwv ataficv ouothvetal éneyxos Bitaivns E, xo-
Aeotavénns, gutavikoU o&os kal aepounoniaopivns
otov 0pd, KaBs Kal NAgkpoPdPNon AINONPWIEVWOVY
opoU Kkal pErpnon xankoU oUupwv 24wpou.

2US NEPINTMOEIS GNOU €Xxouv anoknelobei pe tov l-
b1kd Bloxnpikod éneyxo ol petafonikés ataies, annd
Kal e poplakd yeveukod éneyxo n atagia Friedreich,
161e n didyvwon apopd o pia opdda ondviwy yeve-
UKDV ata&idv nou enf tou napovios dev SlepEUVm-
vial poplakd og eninedo poutivas, touAdxiotov otn
ouvhBn EAANVIKA npaypaukdtnta. O onpavukotePEs
and autés us atagies gival n ata&ia-tnAayyeiektaoia
(AT), n atagja pe opBanuokivnukh anpa&ia winou 1
(AOA1), n ata&ia pe opBaApokivnukn anpaia -
nou 2 (AOA2) kal n onaotukn ata&ia tou Charlev-
oix-Saguenay (autosomal recessive spastic ataxia of
Charlevoix-Saguenay-ARSACS) [1,7,9]. KAvika otol-
xela nou pnopel va pas unowidoouv yia pia and us
napandvw dlayvaoels gival ol tnAleayyelektacies otov
eninepukodta (AT), n au&non a-eetonpwreivns otov
opod (AT, AOA2), n opBadpokivnukh anpa&ia (AT,
AOA1, AOA2) Kal n pIKth €ikéva NupapibIKAS ouv-
bpopns kal napeykepanidikns ata&ias (ARSACS). Ag-
(el dUWs va onpelwBel 6T eikdva onactikhs ata&ias
unopsi va epgaviosl ondvia kai n ata&ia Friedreich
(6tav eival OYiuns évapEns Pe OXEUKA PIKPES ENEKTA-
ogls GAA), anAd kal kanoles unoneindpeves eninAey-
péves onaotkés napaninyies (SPG7) [10].

O1 enikpatnuikés KANPovouikés atagies

O1 enikpatntukés KANPOVOIKES atagies, YWwotés ws
spinocerebellar ataxias (SCA), ival onavidtepes and
Us unoneINdpeves oTous Neplocdtepous NANBuUopoUs
(eminoAaouds 1-3/100.000) [11]. Méxpl ohuepa éxouv
avakanueBei toundxiotov 37 uno-tdnol twv atagihv
autwy, ol onoiol aplBuouvtal avdfoya Pe v Xpovo-
Aovia yeveukns tunonofnons tous (SCAT1, 2, 3 Kok pé-
xpl SCA37). H oxetukh ouxvotnta tou Kabe yevetukoU
uno-tinou diapépel ané nAnBuopd oe NnAnBuouod
[11,12]. Ze yevikés ypapués OUwS, Ol CUXVOTEPOI Ye-
veukof uno-twinoi (SCA1, SCA2, SCA3, SCA6, SCA7)
ouvonikd avunpoowneUouy Avw tou 50% 6Awv twv
ENIKPATNTKWY atagicv [11,12]. Mpdopatn penétn
otov EAANVIKS nANBuopé avédeiEe ws CUXVOTEPES TS
SCAT kai SCA7 pe onavidtepes us SCA2, SCAG kal
SCA17 [4]. Znpeivetal 6u o uno-tinos SCA3 (vooos
Machado-Joseph), ouxvés oe opiopévous Eupwnai-
KoUs nAnBuopouUs, gaivetal va eival 161aitepa ondvi-
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os otnv EANada [4]. Agilel enions va onpeiwBei 6T ol
ouxvotepes SCA ogeifovtal o duvapikés petannayés
(enektdoels tpivoukdeoudiwy), HNws avapépBnKe Kal
yla v nepintwon s ata&ias tou Friedreich [11,12].

H kAIVIKA NPOCEyyIoN TwV ENIKPATNTKDV atagimv
otnpiletal akdPa Kal ChPEPT OE pia Tagivépnon nou
npoteive n Harding to 1982, n onoia us Slakpivel ous
wnou | (enindeypéves ata&ies xwpis ap@iBANOTpoEl-
dondaBela-cuxvotepol uno-tinol ol SCA1,2,3), -
nou Il (eminAeypéves ataties ye apeiBinotposibona-
Bela-anokneioukéds uno-tinos n SCA7) kai tinou |l
(apiyeis ataies-ouxvotepos uno-tinos o SCA6) [13].
Qotéoo, undpxel oNPAvukn enikaAUYn twv Qaivo-
wWnwv Pe anoténeopa va pgnv unopei o KAIVIKOS va
anokneioel pe BeBaidtnta kdnolov yeveukd uno-tino
poévo and v kAvikh e€étaon. Kat' enéktaon ouvn-
Bws {ntape Tov YopIakd YEVETKO €NEYXO TWV OUXVO-
TEPWV ENIKPATNTKDV ata&icdv ws SCA panel (nou ne-
pinappavel us SCA1, SCA2, SCA3, SCA6 kai SCA7)
KAl UOVO OE OPIOUEVES MEPINTWOEIS MPOXWPAUE KAl
o€ éneyxo s SCA17 [3]. KAvikd otoixeia nou pno-
PEi va KateuBuvouv Mo oToxeupéva ival ol apyEs
oakkades (SCA2), n eikbva Huntington Disease-like
(SCA17, DRPLA) kai n 6yipn évapén (SCAB)[1,12,14].

®unioouvdetes kal pitoxovopiakés kAnpovo-

pikés atagies

Or1 puiooUvoetes kAnpovouikés ataties eival e€al-
peUKE onavies [1]. H ata&ikh popen tns adpevoneu-
kobuotpoias, av kal noAu ondvia, pnopei va oi-
ayvwoBei pe Brioxnpikd €leyxo [1]. Enions, 1o oUv-
dpopo péuou-ata&ias oxeuldpevo pe eUBpauaoto X
(fragile X tremor-ataxia syndrome-FXTAS), to onoio
napatnpeital KUpiws og GPPEVES POPEIS PIKPNS ENE-
ktaons (premutation) oto yovidio FMR1, &g Bewpei-
tal téoo ondvio kal kané ival va cupnepinappave-
tal otn diagopikh didyvwon og dyiuns évapéns ata-
€ies, 16/ws av UNAPXEl OIKOYEVEIAKO I0TOPIKG VONTIKAS
kaBuotépnaons o€ dppeva pénn [1,5]. H didyvwon ti-
Betal pe popiakd yeveukd €neyxo s enéktaons CGG
oto yovibio FMR1.

O1 pitoxovdplakes ataies anoteAoUv pia onpav-
KA, av kal ondavia, unoopdda twv KANPOVOUIKWY ata-
€lwv. H ata&ia ynopei va npoggdpxel ws oUuNtwua
O€ QPKETA pItoxovoplakd voonpatd, 1doo ouvopopIKa
(n.x. MELAS, MERRF, NARP) 600 Kal pn-cuvdpouikd
[15]. Zto onpeio autd, kano eivar va enionpavBei éu n
KAaoikn untpikh KANPOVORIKOTNTA Napatnpeital pévo
og pItoxovoplakés nabnoels nou ogeifovial os PAGRN
ToU pitoxovdplakoU DNA, ev Og NePINTWOEIS MOU N
pitoxovopiakn npwtefvn kwdikonolgital and nupnvikd
DNA, n KANPOVOUIKOTNTA €XEl AUTOOWHIKO XAPAKTA-
pa. lTows n onpavukdtepn kAIVIKA opdda pitoxovopl-
aKwVv atadicv gival autés nou ogeinovtal os petan-
Aayés tns pitoxovdplakns nodupepdons POLG (n.x.
mitochondrial recessive ataxia syndrome-MIRAS), n
onoia kwdikonolgital ané nupnviké yovidio [7]. H

unoyia niBavhs prtoxovoplakhs atagias Ynopei va evi-
oxuBei and tnv napoucia KAIVIKMOV EUPNPAETWY Xapa-
KINPICUKDV TwV pItoxovdponabeidv, dnws n pyuond-
Beia, n e§wtepikh opBafponAnyia, n NEPIPEPIKN veU-
pondéBeia, n onukh atpodid, N KOPwWON, N JUoKAovI-
kh eminyia, ol evdokpivondBeies k.a. [15].

Alayvwotkos anyoplOpos yia tnv npooéyyi-

on twv KAnpovouik®v atagiwv

v gikéva 1 npoteivetar évas diayvwoukéds an-
yopI1B0s yia v diayvwotikh NPooEyyion Tou atag-
KoU aoBevous. Exoupe neploplotel o€ ata&ies pe ap-
yn-npoodeutkn eykatdotaon. O diayvwotikds autds
anyépiBuos otnpiletal os Nnpdopata dnuooieupéva
bedopéva and tov EAAnviké nAnBuopd anié kar o
npoogates diebveis odnyies tou EFNS [3,4]. A&icel va
onpelwBel 6u Adyw tou Xxauniou apiBuoU kvwy otn
olyxpovn enAnvIKh oikovyévela (uéoos dpos 1,14), ol
unoneindpeves atacies epeavidovial CUXVOTEPT WS
onopadikd napd ws oikoyevh nepiotatkd [4]. A&icel
enions, va TovioBel U o€ OPICUEVES OIKOYEVELS NEPI-
nwoels dev gival duvatd va kabBopiobei to npdtuno
kAnpovopikhs petaBifaons, ondte otnv kAvikh Npd-
&n npénel va digpeuvatal 1000 1o eVOEXOUEVO ENIKPA-
NTKNS OO0 Kal T0 evOexdEVO Unonenduevns atag)-
as. TéAos, otnv NAgiovétNTa Twv onopadik®V atagimv
oyiyou evaptews nou dev aveupioketal cagés eniktn-
10 Qo 0 PopPIakos yevetkos éneyxos anoPaivel ap-
vNUK6s. YuvhBws, ta neplioodtepa and autd ta nepl-
otauka tedikd Siaylyvokovial ws napeyke@anidikh
pop@n atpopias noAnanAwy cuotnpdtwy N ws 161-
onabns ata&ia oyipou evapEews.

Yuvonukd, poplakds yevetkds éAeyxos yia atacia
tou Friedreich npoteivetal ws éneyxos NpwINS ypay-
UAs og olkoyeveis atagies pe unoneimdpevn kKANpovo-
HIKOTNTa Kal og onopadikés atagies pe npmiun évapén.
Ogeinel, 6pws, va yivetal o deUtepn @aon Kal € Ol-
Koyeveis ata&ies dtav Sev eivar eniBefalwpévos o eni-
KpatnTKOS Xapaktpas s KANPOVOUIKOTNTas, KaBws
kal o onopadikés ataies pe owiun évap&n. Mopia-
Kos édeyxos yia SCAT, SCA2, SCA3, SCA6 kal SCA7
npoteivetal ws €Ngyxos NPWINS YPAPUNS OE OIKOYE-
vels ataies pe enikpatnukn kAnpovopikdnta. Oeei-
fel, dPws, va yivetal oe deUtepn GAON KAl OE OIKOYE-
veis ataties otav ey eival enifefaiwpévos o unonel-
NOUEVOS XapaKIhpas s KANPOVOUIKOTNTAS, KaBws
kal o€ onopadikés ata&ies. Y€ eNIKPATNTKES atagies
apvnukées yia SCA1, SCA2, SCA3, SCA6 kal SCA7
npoteivetal éneyxos yia SCA17 Kal O€ NEPINTWOEIS
Huntington-disease like npootiBetal yeveukos éney-
x0s Kal yla DRPLA. Ye unofeinéueves h NpwIPES Omno-
padikés ata&jes apvnukés yia ata&ia tou Friedreich kal
yia petafonikés ataies ouviotdtal poplakds EAey-
x0s yla AT, AOA1, AOA2, ARSACS kai MIRAS, éney-
x0s nou duokona oténvetal otnv NPAgn. e onopa-
OIkés ata&ies oyipou evdp&ews apvnukEs yia ataia
Friedreich ouviotdtal, napdndnia pe tov éAgyxo yia
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Eikéva 1. Ailayvwoukoés afyopiOpos yia tnv

npoofyyion aocBevwv pe unoyia KANPOVOHIKAS
atafias.
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Eveiktikd, popiakos Efeyxos yia ataéia tou Friedreich, SCAT,
SCA2, SCA3, SCA6, SCA7, SCA17 kai DRPLA yivetar otn Mo-
vdba Neupoyevetkns oto Alyiviteio Noookopigio. O opiakos
&neyxos yia FXTAS yivetar oto Xwpépeio, Noookopeio lNaibwv
Ay. Zopia. Mopiakds éfeyxos yia AT, AOAT, AOA2, ARSACS
kai MIRAS (uetaiayés oto yovibio POLG) bev npoopépetal
o€ eninebo poutivas otov EAANVIKS xwpo.

SCA: spinocerebellar ataxia (vwuaionapeykepaibikr ata&ia),
DRPLA: dentatorubral pallidoluysian atrophy (oboviwtoe-
puUBpd wxporouioiavn atpoia),

OCB: oligoclonal bands (oAyokAwvikd avtiowara),

AT: awaéia tnAayyeiektaoia,

AOA1: ataéia pe opBanuokivntkn anpaéia tinou 1,
AOA2: ataéia pe opBanuokivntkr anpaéia tinou 2,
ARSACS: autosomal recessive spastic ataxia of Charlevoix-
Saguenay (autoowyikn unoAeinéuevn ataia tou Charlevoix-
Saguenay),

MIRAS: mitochondrial recessive ataxia syndrome (ouvépo-
Lo unoAeinduevns pitoxovopiakns ataias),

FXTAS: fragile X tremor-ataxia syndrome (cuvépopo tpo-
uou-ataéias oxeulopevo e eUBpauoto X).

SCA1, SCA2, SCA3, SCA6 kal SCA7 kai éAgyxos yia
FXTAS.Moplakos éAgyxos twVv KANPOVOUIK®OV
ata§iov: to péAdov

H paybaia npdodos nou éxel eniteuxBei ta teneu-
taia xpoévia ous peBoddous addnAouxions véas yevids
(next generation sequencing-NGS) Ba enitpéyel oto
OXEUKA dpeoco péAAov TNV Poplakn tautonoinon kal
nonAdv and us onavidtepes KANPovouIkEs atagies. H
poplakh Slayvwotkh peBodonoyia nou niBavédtata
Ba npotaBsi, Ba Eekivael e éva apxikd screening twv
ouxvotepwv kAnpovopikwy ata&iwv (ata&ia Friedreich
kar SCA1,2,3,6,7,17) pe texvikés PCR kar fragment
analysis. Auté Ba akodouBeftar ané tov €deyxo twv
Aiywv afnwv ondviwv atagiov nou opeifovtal os du-
vapikés petannayés (DRPLA, SCAS8, SCA10, SCA12),
UE Us fOIES TeEXVIKES. LT ouvéxela Ba pnopei va yivel
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(og 6oous Bgnouv kal éxouv Tn duvatdtnta va enw-
piotouv 1o eninféov k&otos) éva NGS screening evos
panel nepinou 50 «atagikwv» yovidiwv [16]. H pebo-
bonoyia auth Ba tautonolei 1o poplakd opdipa ot
éva eninféov 15% twv aoBevav pe kKANPOVOUIKA ata-
€ia [16]. Auto Ba enitpénel va bidetal yeveUuKn oup-
Bounh kal va NpooQEpetal NPoyevwnuKos ENEYXOS.
YUVENWMS, OT0 NPoaoexés pénnov, dvw tou 50% twv
aoBevav pe unoyia kAnpovopikns atatias Ba unopsi
va NaRel ouykekpipévn poplakh didyvwon Kal €101 va
enweeneital and ta NAEOVEKTNPATA Pias CEIIKEUUE-
vns yeveukns oupPounns. Eunakouetal éu n yeve-
ukh oupPounn ogeifel va didetar and veupondyous
pe neparépw e€eibikeuon ota KANPOVOUIKA VOOha-
10 TOU VEUPIKOU CUCTAUATOS.

Inpeia kA€i161a

e Howoth didyvwon evos ataikou aocBevous npé-
MEl Va €xel ws aPetnpia pia cuotnpatkh KAVIKA
npocéyyion nou Paocietal kat' apxnv otnv NAi-
Kia évapéns, Tov 1pono eykatdotaons Kail 1o ol-
KOYEVEIOaKO 10TOPIKO.

e Me onaviétates eCalp€oels, Ol KANPOVOUIKES ata-
&ies exouv Ppadeia eykatdotaon kar apyn npoo-
deutikn eEENIEN.

e Mia onopadikh ataia Bpadeias eykatdotaons
pe évaptn npiv ta 25 € eival ouvhBws kAnpo-
VOUIKAS aruonoyias.

e Mia onopadikn ata&ia Bpadeias eykatdotaons pe
oyipn évapén eivar cuvhBws eniktntn.

e Mia kAnpovopikn ata&ia pe évap&n npiv ta 25
étn efval ocuvhBws unoeindpevn.

e Mia kAnpovopikh ata&ia pe évapén petd ta 25
€tn efval ouvnBws eNIkPATNTKNA.

e H atagia tou Friedreich, n onpavukédtepn unonel-
népevn atagia, eivar n ouxvotepn KANPOVOUIKA
atagia otov enAnviké NANBuopo.

e ‘Evas onpavukds aplBuds unonemopevwy atal-
v eival petaBonikns artonoyias kal dev anartouv
poplako yevetkd €lgyxo yia T Sidyvwon Tous.

e Jtovendnvikd NnANBuopd, cuxvOTEPES AUTOOWI-
Kés enikpatnukés atagies eival ol SCAT kar SCA7
Kal onaviotepes ol SCA2, SCAG6 kai SCA17.

e And us onaviétates puiooUvdetes atagies, atia
pveias eivar n ata&ia oxeuldpevn pe eUBpauoto X
(fragile X tremor-ataxia syndrome-FXTAS).
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