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MéeAétn Twv KAnPOVORIKWY atadiwv
oTov EAANVIKO MAnBuopo

>KOMOZX H peNétn Twv KANPOVOUIKWY ata§lwv otov EAANVIKG TANBUGHO, pe
€0TiOON OTOV EMIMOAACUO, OTN YEWYPAPIKI] KATAVOUH, OTO (PAIVOTUTTIKO Kal
YovoTumiko @dacpa tng atagiag Friedreich, kabwg kat otov emmolacpo, To
YOVOTUTTIKO KOl QAIVOTUTIKO QACHA TWV EMKPATWY atalwy, YVwoTwy Kal
wgvwTialomapeyKe@ahdikwy atalwv (spinocerebellar ataxias, SCA). YAIKO-
MEGOAOX Ztnv mapouca perétn cupmepAf@Onkav 192 Siadoyikoi acOeveic-
Seikteg pe umoyia KAnpovopIKNG atagiag mou mapamépgOnkav otn Movada
Nevpoyevetikic tng A Neupoloyikig Khivikng Tov Mavemotnuiov ABnvwy,
oto Aywvritelo Noookopeio péoa o€ didotnpa 19 etwv. MNa toug umoAoylopoug
ToU emmoAacoU cupmePIAPONnKav 6ot ot {wvteg acBeveiq pe ataia Fried-
reich i pe emkpati ara&ia and to Seiypa tou Atylvitelou, KOOWC Kat KPR
opada ata&ikwv acOevwv mou mapaméuednkav oto lvotitouto Neupoloyiag
Kai Mevetikng Tng Kumpou yia poplakn didyvwaon Kat ATav amovTeg anod to
Seiypa tng ABrvag. ANIOTEAEZMATA O eldyiotog emmolacudg TG atagiog
Friedreich umoAoyiotnke o€ 0,9/100.000. Aunuévn cuxvotnta dlamoTwOnke
oTa vnold Tou Alyaiov, pe €oTieg 1Slaitepa vPnAov emmolacpov (clusters)
otnv Ikapia kat tn MAAo. O eAdX10TOG EMMONACUOG TWV EMKPATWV ATaA§IOV
(SCA) umroloyiotnke o€ 0,7/100.000. To YOVOTUTIKO Kal TO (PAIVOTUTIKO (pd-
opa g aradiag Friedreich dev S1é@epe onpavTtika amo AAAoug evpwmaikoUg
mANBuGoUG. AveupéOnke évag oUvBeTog eTepoluywtng acbevig (compound
heterozygote) pe Tn yvwotr onpetakn petailayn Asn146Lys 1o éva aAAnAo-
Hop@o Tou yoviSiouv FXN. AS1dyvwaoteg umoheimopeveg atagieg mepAappavav
0E 000010 >50% mepimtwoelg Friedreich-like kat omaotikwv ataiwv. Ocov
aPOPA OTOUG SLAPOPETIKOUE YEVETIKOUG TUMOUG TwV SCA, aveupédnkav acOe-
veig pe SCA1, SCA2, SCA6, SCA7 kat SCA17. Zuxvotepeg emKpateiq atagieg
avadeixOnkav ot SCA1 kat SCA7, evw Sev aviyveuTtnkav acOeveic pue SCA3,
ouxvotepn SCA o€ moANoUG eupwmaikoUG MANOUCUOUG. ZUVOAIKA, HOPIAKN
Siayvwon emtevxOnke oto 30% TwWv eMKpatwv ata§iwv. Ot adidyvwoTtol
ac0eveiq pe emkpatn ara&ia rav otnv mAelovotnTtd Toug tumou Il (apyeig
napeyke@aldikég atagieg). XYMMNEPAZMATA H atalia Friedreich givai n
ouxvoTePN KAnpovouikn atagia otov eAAnVIKG MAnBUGHO, Ye EMITOAAGHO
eNa@PWE XaUNAOTEPO TOU EVPWTAIKOU HETOL Gpou. Ot emKpateic atadieg
akolouBoUv og ocuxvotnta. Mepimtwoelg SCA1, SCA2, SCA6, SCA7 kau SCA17
GUUMANPWVOUV TO @AcHa TwV ENAfvwv acBevwv e KAnpovouikn atagia kat
OUYKEKpPIMEVN pHoplakn Stayvwon. H SCA3 (voogog Machado-Joseph) @aivetat
va givat 1dlaitepa omdvia otov ENANVIKG MANOUGS. Me Bdon Ta mapamavw,
TIPOTEIVETAL S10YVWOTIKOG aAyOpIB0G Yia TN HOPIOKN TTPOCEYYIoN TWV KAN-
povoIKwv ata&lwv otnv EAAada.
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O KANPOVOMIKEG aTaieC amoTeENOUV UIA ETEPOYEVN
OMASA VEUPOYEVETIKWY VOO UATWYV TTou Xapaktnpifovtat
QAo eKQUAION TNG TTAPEYKEPANSAC KAl TWV CUVOECEWVY TNG.
H ek@UAIon autr odnyei oe aotdbela PAdiong, MapeyKePa-
MSikny SucapBpia, Siatapaxég oeOAApOKIVNTIKOTNTAG KAl
Slatapayég otn S€€16TNTA TWV KIVACEWV. TA CUPMTTWHATA

ouvnOwWC eloBANoLY Bpadéwd kat akoAouBoUV TTIPOOSEUTIKN
emdeivwon. ZTIC TTEPIOCOTEPEG TTEPIMTWOELG KAl avAloya
UE TO YEVETIKO TUTIO TIPOooBAaNNovTal Kal AANeG SolEC Tou
KEVTPLIKOU N TOU TIEPLPEPIKOV VEUPIKOU OUOTHUATOG. Emtiong,
O€ OPIOPEVEG KANPOVOULKEG atadieg pmopei va mpoofBAn-
Oouv kat e§wveupikoi oXNUATIOPOL. ZTNV TAEIOVOTNTA TWV
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TIEPIMTTWOEWV Ol KANPOVOUIKEG atadie¢ akohouBouv Tov
UTTOAEITTOEVO 1} TOV EMMIKEATH TUTTO KANPOVOUIKOTNTAC.
3€ OTAVIEC UOVO TIEPITTTWOELG UTTOPElL v akoAouBouv To
(PUAOCUVSETO 1 TO HITOXOVOPLaKO TUTTO peTafifaong.’

H SiayvwoTikn mpooéyyion acBsvoug pe ummopia KAn-
povouIKNG ataiag amotelei apkeTd ouvBetn Stadikacia
AOYW TOUu PEYANOU aPIOUOU YEVETIKWVY TUTIWV TTOU €XOUV

I KOYTXHX kat ouv

SlamoTtwOei poplakd Tig Teheutaieg Suo Sekaetied. ISlaitepa
XPNOUN YA TOV KAVIKO VEUPOAOYO €ival pia Ta§ivopnon Je
Bdon v nAkia évapéng, Tov Tpdmo €I0BOANG, TNV TTopEia
TNG VOoou, aAA Kal ToV TPOTTO KANPOVOULKAG HeTaBiBaonc.
H ev Moyw ta&lvounon emTPETEL VA TIEPIOPIOTEL OE €va
Slaxelpiopo apBud voonudtwv n diagopikry Sidyvwon.
Jtov mivaka 1 emiyeipeital pia ta§lvounon twv KAnpo-

Mivakag 1. Talvounon Twv KANPOVOUIKWY TTAPEYKEPANMSIKWY ata&lwv Pe Baon Tnv nAkia évapéng, Tov Tpdmo eI6BOAAE, TNV MopEeia TNG vOoou Kal

TOV TUTTO KANPOVOUIKOTNTAG.

HAkia évap&ng Tpomnog e16BoAN¢ kKat mopeia
JXETIKG OTAOIUN KAVIKT) EIKOVA
Suyyeveic atalieg SUvépopo Joubert
SUvdpopo Gillespie
Uvépopo Dandy-Walker
O€eia eykatdotaon e N xwpic Staieimovoa mopeia Bpadeia eykatdotaon e xpovia embeivwon
Mpwiun évapén (<25€tn)  AUTOOWWUIKES EMIKPATEIG AUTOOWUIKEG UTTOAEITTOUEVEG
Eneicodikéc ata&isg (EA1-7) Ataéia Friedreich
AUTOOWUIKES UTTONEITTIOUEVES Ata&ia TnAayyelektacia
MetafoAika voonpata AOA tUmou | kat ll
AlaTapayég KUKAou oupiag ARSACS
AptvooeondBeleg Ataéia pe avendpkela prrapivng E
Opyavikég o&eomdBeleg Noooc AT-like
Avendpkela PDH Néoog Wilson
MIRAS
Néoog Refsum
ABntoAimonpwreivaipia
GM2 yayyhiocidwon
Xoheotavolwon
FUvépopo Marinesco-Sjogren
Ataéia pe avendapkela CoQ10
Nooo¢ Niemann-Pick C
Metaypwpatiki AeukoduoTtpopia
MpoiloVoeg LUOKAOVIKEG EMANYIEG
Quloolvdeteg
ASpevoleukoSuoTpopia
Néooc Pelizaeus-Merzbacher
Mitoyovéplakég
OYiun évapén (>25 étn) AUTOOWUIKES EMIKPATEIG

ADCA tomou [:
ADCA tomou Il
ADCA tUmou Il
Nooog GSS
AUTOOWUIKES UTTOAEITTOEVES
ARCA1

Qulooivdeteg

Juvdpopo FXTAS
Mitoxovéplakég

SCA1,2,3,8,10,12,17, 28, DRPLA k.6.
SCA7
SCA6, 11, 14, 31 k..

EA: Emeicodikn ata&ia, PDH: Pyruvate dehydrogenase (mupootagulikr agudpoyovaon), AOA: Ataxia with oculomotor apraxia (atagia pe opBapokivntikr ampagia), ARSACS:
Autosomal recessive spastic ataxia of Charlevoix-Saguenay (aUTOCWHIKT UTTOAEITOPEVN OTTAOTIKA ata&ia Tng meploxnc Charlevoix-Saguenay), AT: Ata&ia tnAayyelektaoia,
MIRAS: Mitochondrial recessive ataxia syndrome due to nuclear POLG mutations (UTTOAEITTOpEVN HITOXOVOPIAKT aTa&ic OQEINOUEVN OE METAANAYEG OTO TTUPNVIKO YOViSIo
POLG), ADCA: Autosomal dominant cerebellar ataxia (autoowpikn emkpatrig mapeyke@ahidikn ata&ia, SCA: Spinocerebellar ataxia (vwtialonapeykepahidikn ata&ia), GSS:
Gerstmann-Straussler-Scheinker, ARCA1: Autosomal recessive cerebellar ataxia type 1 (autoowpikr} umoAemdpevn mapeykepahidikr atagia tomou 1), FXTAS: Fragile-X

tremor ataxia syndrome (cUvdpopo Tpopou atagiag Tou evBpavaTou X)



KAHPONOMIKEX ATAZIEX XTON EAAHNIKO MAHOYXMO

VOUIKWV atalwv pe Bdon to mapandavw mpotumo. Evag
YEVIKOG KAVOVAG TTIOU UTTOPEL va @avei Xpriolpog gival oTt
Ol KANPOVOUIKEG ata&ieg pe évapén mptv ta 25 €tn eivat
OLVNBWC UTTOAEITTOPEVEC, EVW AUTEC UE Eévapén UETA Ta 25
£€tn ouvnbwg emKkparteic.’

O OUVOAIKOG EMITOAACHOC TWV KANPOVOUIKWY ata&liv
o€ €VPWTIAIKOUG TMANBUCIOUG umoAoyiletal Tepimou o€
1/10.000.2 H cuxvotepn KANPOVOUIKH atadia Ye EMITOAACUO
nepimou 2/100.000 eival n ata&ia Friedreich. Mpokertat yia
QUTOOWMIKO UTTOAEITTOPEVO VOO A TTOU OPeileTal 0TO 98%
TWV TIEPUTTWOEWY OTNV TTAPOUSIA ETTEKTAOCNG TPIVOUKAEO-
o181kNG aAnAouxiag GAA (>66 emavalnYPeELC) OTO TTPWTO
€06vIo Tou yovidiou FXN kat ota SUo aAnAopop@a. XTo
UTTOAOLTTO 2% TWV ACOEVWV UTTAPYXEL EMTEKTACN OTO €va
AAMNASOLOP @O KAl ONUELAKD HETAANAYH oTo dANo.? H atadia
Friedreich £xe1 ouvriBwg mpwipn évapén, mpv anod to 250
€T0G Kal xapaktnpiletal and mapeyke@alidikn atadia,
aoOnTikn ata&ia, KATAPyNnon TEVOVTIWV AVTAVOKAACEWY,
mUPASIKN cuvSpopr, aAAA Kal TTPooBoAr} TNG KapSIAg
Kal Twv evOoKpIvwV adévwv.? Metd tnv avakdAuyn tng
HETAANAYAC o€ poplakd emimedo, SlamotwbnkKe Kal n ma-
pouacia ATuUTIWV HoPEWV TNG VOOOU WE oPiun évapén Kat
Slatripnon Twv TEVOVTIWV avTavakAAoewV o€ TocooTd 10%
Twv aoBsvwv mepimou.*® Méxpt mpoéopata, Sev unmpxav
OTOIXElO yla TOV EMITOAACUO KAl TO QAIVOTUTIIKO PACHA
™G ataiag Friedreich otov eNAnvik6é MANBUOUO.

H ataéia Friedreich amotelei to 75% mepimou twv umo-
Aemopevwv KAnpovopikwy ata&lwv.? Agutepn og cuxvotnta,
o€ MTOAoUG MAnBuouoUg, gival n atagia TnAayyelektacia
(AT) kat akoAouBoLV n ata&ia pe opOalpokivnTIKA ampa&ia
Tumovu | kat Il (ataxia with oculomotor apraxia type | and I,
AOA1 kat AOA2), N AUTOCWHIKE UTTOAEITTOPEVN OTTAOTIKA
ataéia tou Charlevoix-Saguenay (autosomal recessive spastic
ataxia of Charlevoix-Saguenay, ARSACS) kal o€ oplopévoug
mANBuopoug n atadia pe avendpkela Prrapivng E (ataxia
with vitamin E deficiency, AVED) (miv. 1).° Mg efaipeon
TNV AVED, n omoia SiaylyvWoKeTal e pia anmir pétpnon
¢ Brtapivng E otov opo, ot umdlotneg SiaytyvwoKovTal
HOVO PETA ammd ApKETA Xpovodpoug avoooloytkoug (AT)
1} YEVETIKOUG poplakoUg eAéyxoug (AOA1, AOA2, ARSACS).

O1 emkpateic mapeyKePaASIKEC atadieg, YWWOTEC Kal
e ta akpwvupia ADCA (autosomal dominant cerebellar
ataxias) j SCA (spinocerebellar ataxias), £xouv GUVONIKO
emmoAacpo mepimov 1-3/100.000 os gupwTdikoUG TAN-
Buopoug” Mpokertal yia opdda voonuaTwy PE HEYAAn
YEVETIKN €TEPOYEVELQ. AV TwV 35 SlapopeTikwv SCA €xouv
neplypagei péxpl onuepa.’ Me Bdon tn Xpovoloyia mou
TAUTOTIOINONKE O YEVETIKOC TUTTOC, O OTTOI0G CUVSEETAL E
Hla OUYKeKpPIEVN emikpath ataia, mpootibstal avfwv
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aplOpog ano 1-37 oto akpwvupio SCA (m.x. SCA1, SCA2,
SCA3 k.A1.). O emikpateic atagieg TaivourOnkav mpiv anod
30 xpodvia o€ TPEIG KAIVIKOUG TUTTOUE, TOV TUTTO | TTou agopd
oe emmAeypéveg atadieg, Tov tuTo Il Tov avagépetal oe
emnAeyuéveg atadieg pe ouvodod ekpUAION TOU AU@IBAN-
otpoeldoug Kat tov tumo lll mou agopd os autyeic atadieg,
pia ta&lvopnon mou TTapapEVEL KON KAVIKA Xprotun.t Ot
ouxvotepeg SCA og eupwTAIKOUG TANBUCPOUG opeilovTal
o¢ enektdoelg emavainPewv CAG mou KwdikormololvTal Kal
gival katd @Bivouoa oelpd ot SCA3, SCA6, SCA1, SCA2 kal
SCA7, HONOVOTI TA TTOCOOTA AUTA SIAPEPOUV ONUAVTIKA ATTO
Xwpa oe xwpa.? Méxpt mpdo@ata, Sev upxav cTolxeia yla
TOV EMITOAACHO KAl TO YOVOTUTTIKO ACHA TWV ETTIKPATWYV
KANPOVOUIKWV aTalV 0ToV EANANVIKO TTANBUGCHO.

3TNV Mapolod PENETN EMIXEIPEITAL IO CUCTNMATIKNA
Slepelivnon TwV KANPOVOUIKWY aTA&IWV OTOV EAANVIKO
TANBUOPO e BAon UAIKO TTOu CUANEXONKE O OUVOAIKO
Staotnua 19 etwv. Mapéxetal £Tot n duvatoTtnTa va uTo-
Aoylotei 0 eAAxIoTOG emmoOAacoOG TNG atadiag Friedreich
KAl TWV EMKPATWV ATAS{lwV O0Tov EANASIKO XWPO, KaBWG
KOl TO YEVIKOTEPO QAIVOTUTIIKO KAl YOVOTUTIIKO (PAcua
TwV voonudtwyv autwv o€ EAAnveg acBeveic. Aedopéva
amé umoouddeg acBevwv Tou TTepIAapBdavovTtal otny Ta-
povoa HeNETN €xouv Snuooieutei Tpooeata otn Slebvn
BiBAoypapia.’o’

YAIKO KAl MEOOAOX

YAKO
MpoéAevon

H Movdda NeuvpoyeveTikng TnG A Neupoloyilkig KAIVIKAG
Tou Mavemotnuiov ABnvwv oto Atyivritelo Noookopeio ival To
HOVASIKO TUAMA YEVETIKAG (KAIVIKAG KAl LOPLAKNC) TOU VEUPIKOU
OUCTAMATOG OToV EANASIKO XWPO Kal AEIToupyei aSIANETTA WG
KEVTPO TTIAPATIOUTING A0OEVWV e eVOEXOUEVA KANPOVOUIKA VO-
ONMATA TOU VEUPLIKOU CUCTAMATOC, TTEPINAUPBAVOUEVWY TWV KAN-
POVOUIKWV ata&lwy, and 1o 1995 éwg onpuepa. ATTOTENEL TO povo
TUAMA OTO XWPO TNG Snuooctag vyeiag mou Sievepyei amod 1o 1997
SlayvwoTiko éleyyo yia tnv ataia Friedreich oe aoBeveic amo oAn
NV emkpdtela. Ta teleutaia xpovia Sievepyeital Kat S1ayvwoTIKOG
ENeyxog Yia TIG emkpateic ata&ieg SCA1, 2, 3, 6 Kal 7 Kal O€ €I8IKEG
mePIMTWOELG yia Tig SCA17 kot DRPLA (dentatorubral pallidoluysian
atrophy). To Ivotitouto Neupoloyiag kat [eveTikng tng Kumpou,
mou eEUNNPETEI AOOEVEIG IE VEUPOYEVETIKA VOOiUATA ATTO TNV
KUTipo, 0€ OpIOUEVEG OTTAVIEG TIEPITITWOELG TTAPEXEL UTTNPECIEG Kal
og 'EN\nveg aoBeveic pe ata&ia amo tov eNNadikd xwpo.

Xapaktnpiotikd

H mapovoa pehétn meptéAaBe 192 Siadoxikoug EANNveG acBe-
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veic-Seikteg pe urmoPia KAnpovouIKrg ata&iag mou mapaméueon-
kav otn Movdda Neupoyevetikig Tou Atyvritelou Noocokopgiou
amo 6An TV €mkKpdtela oto Sdidotnua 1995-2013. Ard autoug,
135 e€etdotnkav amod veupoldyoug Tng Movdadag (99 oto &181kd
1OTPEIO VEUPOYEVETIKWV VOONUATWY Kal 36 w¢ voonAguduevol
otnv KAwikr) kat 57 mapaméueOnkav amd AANEG VEUPONOYIKEG 1
TTASIOTPIKEG KAIVIKEG TNG ETTIKPATELAG. ZWVTEG A0OEVEIG, PN SeikTeg
nepAapBavav 11 acBeveic pe ata&ia Friedreich, 43 pe emkpatr
ata&ia kat 12 pe AN umoAemopevn ataéia. Eyive oUykplon tTng
opddag acBevwv TnG Movadag NeupoyeVETIKIAG Tou AlYIVATEIOU
pE aoBeveic amd Tov ENNASIKO XWPO TTOU TTIAPATIEUPONKAV yla
poplakn Stdyvwon oto Ivotitouto Neupoloyiag kat MEVETIKAG TNG
Kumpou kat evtormiotnkav 9 'EAAnveg aoBeveic-Seikteg Kal 4 un
Seikteg pe araéia Friedreich, kabwg kat 2 aoBeveic pe SCAT kat
SCAG, ol omoiol Atav anovteg and tnv opada tng ABrivac. MNa tov
UTTOAOYIOMO TOU EAAXIOTOU MITOAACHOU TG atagiag Friedreich kat
TWV EMKPATWYV ATA§IWV CLUUTTEPIANPONKAV Kal ol acBeveic auToi.
‘ONEG Ol UTTONOLITTEG KAIVIKOEPYAOTNPIAKEG AVAAUCELG TNG TTAPOU-
0aG MEAETNG TEpLlopioTnNKav otnv opdada acBevwv tng Movadag
NeupoyeveTIKAG OTO ALYIVATELO.

MéBobo¢

O ehaxlotog emmoAacpédg Tng atadiag Friedreich otov eNA\nvIKO
TANOUOUS Yl TO CUVOAO TNG EMKPATELAG AAAA KAl YA ETT{ HEPOUG
YEWYPAQIKA Slapepiopata, KaBWG Kal 0 EAAXIOTOG ETTITTOAACHUOG
TWV EMKPATWV ATASIWV YIA TO CUVOAO TNG ETIKPATELAG UTTONOYI-
oTnNKav Ue Baon tnv amoypagr touv 2001.72 Alé tov MANBUCUO TNG
eMKPATEIQG agalpédnkav ot évol ummkool. 'ETol, mpoékupe éva
oUvolo 10.171.906 EA\vwy uTTnKOwV. AVTiOTOIKA, UTTOAOYIOTNKAV
Kal ol TANOUOUOI TWV YEWYPAPIKWV SIOUEPICUATWV.

‘ONot ol aoBeveig, HETA amo evnuépwon, €dwoav ypamth
OUYKATABOEON Yia TN SleEVEPYELA LOPLAKOU YEVETIKOU EAEYXOU. 3TN
ouvéxela amopovwOnke To DNA amd Aeukd aipoo@aipla Tepl-
@EPIKOV aipaToq. Y& MPWTN PAon eAéyxOnkav 6Aot ol aocBeveic
poplakd yia tTnv eméktacn GAA emavoAnPEwV TTOU TIPOKOAEL
atadia Friedreich, Baocel yvwotwv mpwtokOAwv.”? Ta mpoidvta
¢ avtidpaong PCR Staxwpiotnkav og mKTwpa ayapolng 2%.
AUo gTEpOoUYWTEG Yla TNV emékTacn GAA eAéyxOnkav mepAITEPw,
pe avdAuon TG aAnAouxiag Twv mévte e§oviwv Tou yovidiou FXN
O€ YEVETIKO avaAuTtr) ABI310 yia onUEIOKEG HETANNAYEG OTO £TEPO
AAANAOPOP®O.# TN OUVEXELD, 83 ammd TOUG apvNTIKOUG yia ataia
Friedreich aoBeveic eNéyxOnkav oto lvotitouto Neupoloyiag Tou
Novdivou yia Suvapikég petallayég mou mpokalolv SCAT, 2, 3,
6, 7, 8, 12, 17 kat DRPLA.” Ot unoloimneg atadieg apvnTIkEG yla
Tnv enéktaon NG atadiog Friedreich eAéyxOnkav otn Movada
NevpoyeveTtikng oto Atytvntelo yia SCAT, 2, 3, 6, 7, 17 kat DRPLA
Baoel yvwotwv mpwTokOMwv. Ta mpoidvta PCR Staxwpiotnkav og
TTAKTWHA ayapolng 4% Kal 0T CUVEXELD POPTWONKAV OTO YEVETIKO
avaAutn ABI310 pe éva TAMRA size standard. Na ™ Sievépyela
fragment analysis epappdotnke To mpdypappa GeneScan. Ztatl-
OTIKEG AVAANUOELG TTpaypatorrolrifnkav pe To mpoypappa Statistical
Package for Social Sciences (SPSS), ékdoon 16.0 epappolovtag Tig
Sokipaoieg x? kat Fisher's exact.

I KOYTXHX kat ouv

ANOTEAEZMATA

210 OUVOAO TNG EANNASIKAG ETTIKPATELAG EVTOTIOTNKAV
89 {wvtec EMN\nvec aoBeveic pe atalia Friedreich. Autd
odnyei og eNdyloto emmolacuod 0,9/100.000. Ztov Tivaka
2 mapartiBevtal o1 €mi p€Poug ocuxvoOTNTEG TNG VOOOU avd
YEWYPAPIKO Slapépilopa. Mevikd, mapatnpriOnke OXeTIKA
OMOIOHOPPN KATAVOUN TWV TIEPIOTATIKWY avVA TNV ETTIKPATELA
ue e€aipeon Ta vnold tou Alyaiou 61ou S1amoTtwOnKe on-
HavTIka UPNASTEPOG EMITOAACHOG (2,3/100.000). Evtog Twv
vnolwv tou Atyaiou mapatneribnkav dvo eotisg Idlaitepa
uPnAou emimoAacpoy, otny lkapia (40,7/100.000) kail ot
MnAo (39,0/100.000). Ta mapandvw ameikoviovtal oTnv
elkova 1. AgiCel va onpelwOel OTL Yla olkoyévela amno tnv
Ikapia eppdavile PeuSo-emMKPATH KANPOVOUIKOTNTA KAl £XEL
Snuooteutei oTo MapeABov amd T Movada.™ O aplBuog Twv
mePLOTATIKWY Ue ata&ia Friedreich mou Siaytyvwokovtav
avd éto¢ otn Movada NeupoyeveTikng 0To ALYIVATELO ATAV
VPNASGTEPOC TA 4 TTIPWTA €TN UETA TNV évapén TOU LOPLAKOU
SlayvwoTIKoU gAéyXOU Kal TIPOOSEVUTIKA HEWONKE o€ 2—3
TIEPIOTATIKA avd €10G. AUuTO amotelel Evdeln otL éxouue
m\éov €10é\0O<l o€ Katdotaon plateau (steady-state). Qg mpog
TIg emkpateic ata&ieg, mephapBavovtag (wvteg EANNveG
aoBeveic, Seikteg Kal pn Se€iKTEG, EVTOMIOTNKAV GUVOAIKA
72 MePUMTWOELG oTNV EANAOIKN emikpdTela. Autd odnyei o
eNdxloto emmoAacpd 0,7/100.000 yia TiG emkpateig ataieg.

Ot 192 ataieg mou mapaméuednkav otn Movada
levetikng tou AtytvAtelou Noookopeiou Staxwpiotnkav
o€ olkoyeveig kal omopadikéc. Ot olkoyeveic ataisg Tadl-

Mivakag 2. Katavour) avd yewypa@iko Siapépiopa Twv ENvwy acBevwv
ue ataéia Friedreich.

Fewypagiko Ap18uog MAnBuoudc* EmmoAacpog Tiun
Sapépiopa acBevwv (ava 100.000) p*
ZUVONO EMIKPATELOG 89 10.171.906 0,9 -
Makedovia-©pdkn 19 2.653.843 0,7 0,47
‘Hneipog 4 320.700 1,2 0,37
Oeooalia 2 708.158 03 0,13
Steped ENNGSa 6 730.859 0,8 0,99
kat EuBola?
ATTIKA 29 3.524.355 08 0,83
Melomévvnoog 7 1.024.025 0,7 0,72
Nnotd Atyaiou 11 465.874 23 0,004
Ikapia 5 12.279 40,7 0,000
MnAog 2 5.129 39,0 0,001
Nnotd loviou 2 190.148 1,6 0,69
Kpntn 2 553,944 0,4 0,34

*'ENANVEG UTIKOOL, T ZUYKPIoN GUVONIKAG CUXVOTNTAG LE CUXVOTNTA OE EKAOTOTE
mieploxn (Fisher's exact test), ¥ Xwpig Tnv ATtk
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Ekova 1. Fewypa@IKr KOTAVOUN TwV TTEPLOXWV HE auénpuévn ouxvoTnTa
ataiag Friedreich (vnota Atyaiov). Znueiwvovtal pe BENOC Kal VTovo
HEANAVL Ta vnotd pe 18laitepa uPYNAO eMITOAACHO (clusters), CUyKeKpIpéva
n Ikapia kat n MiAog.

VOUNONKaV TTEPAITEPW OE ETTIKPATEIC KAl UTTOAEITTOEVEC,
€VW 01 oTTOPASIKEG OE TIPWIUNG (<25 £€TNn) 1§ OYIUNG évapénc.
Ta mapamdvw amneikovifovtal otnv €lkova 2. Meploodte-
pa Snuoypa@ikd Kal KAVIKA oTolxeia mapatiBevtal otov
mivaka 3, OTTou Kal CUYKpPivovTal OTATIOTIKA TA OIKOYEVN
Kal ormopadikd meplotatikd. Ot omopadikég ata&isg ixav
ONMAVTIKA TTEPLOCOTEPOUG A0OEVEIC Ue TPWIKN évapén Kal
ue Sidyvwon ata&iag Friedreich améd Tig olkoyeveic. ZUVOAIKG,
poplakn Siayvwon t€0nke 0T1o 38,5% Twv aoBevwv SEIKTWV
ue vrroyia kKAnpovoutkng ata&iag. Ataéia Friedreich €ixe to
33,8% Twv acBsvwv kat pia amo i SCA 1o 4,7%. E€aipw-
VTAG TIG OIKOYEVEIEG UE CAPr] ETIIKPATH KANPOVOUIKOTNTA,
70 39,4% Twv acBevwv éAafe Sidyvwon ata&iag Friedreich.
Me e€aipeon éva omopadikd acOevr) Tou S1AYVWOTNKE PE
SCA7, 6\eg ol poplakég Slayvwoelg SCA 1é0nkav og aoBe-
VEIC UE EMKPATEG KANPOVOUIKO 10TOPIKO. Opadomolvtag
TOUC a0OEeVEIC PE UTTOAEITTOUEVN KANPOVOUIKOTNTA KAl
Toug oTToPAdIKOUG e TIPWIKN évapén (au@odTePEG OUAdEC
TMOAVOANOYOUUEVEC VA PEPOULV UTTONEITTOUEVEG UETAANAYEC),
T0 50,8% £€\afe Siayvwon ataéiag Friedreich.

Ta KAVIKA KAl TA YEVETIKA XAPAKTNPIOTIKA TV acBevwv
Selktwv pe artaéia Friedreich mou mapaméu@dnkav otn
Movdada NeupoyeveTikiig Tou Alyivritelou Noookopegiou
mapatiBevtal otov mivaka 4. Nocootd >90% Twv acBevwv
€ixe Tov KAaOIKS @awvotumo.’® H cuxvotnta Je Tnv omoia
mapatnerdnkav ta cuvitn KAIVIKA XapaKTNPIOTIKA TNG
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AoBeveic beiktee pe unoie kinpovopikric atatiog

N=192
I
il 1
Ouwoyevelg atafiec Inopadukeg ataie
N=52 N=140

— S s—

Emkpateicatatiec || Ynoheimdpeves aradies || Nphwn évapén (s25) || Odupn évaptn (>25)
N=27 N=25 N=93 N=47
| | | l | i | |
SCA Bemikol FRDA SCA Betikol | | FRDA FRDA
N8 N=10 N=1 N=50 N=S
AbiayviaTol ABLayVWaTOL Abidyvwatol Ablayvuatol
N=19 N=15 N=42 N=42

Eikova 2. AsvSpoypappa twv EANAAvwv aoBeviv SeIkTwv pe ummoyia
KAnpovouIkng ata&iag mou mapaméugOnkav otn Movada NEUPOYEVETIKAG
Tou Atytvrjtelou Noookopgiou o€ Stdotnua 19 €Twv. ZUVOAIKd, 65 aoBeveic
é\afav poplakn Sidyvwon ataéiag Friedreich kat 9 poplakn diayvwon
SCA (QUTOOWWIKN EMKPATAC VwTialomapeyke@ahdik atagia). FRDA:
Friedreich’s ataxia, SCA: spinocerebellar ataxia.

Nivakag 3. Anpoypa@Ikd, KAIVIKA KAl YEVETIKA XApAKTNPLOTIKA EA\Avwy
aoBeviv SEIKTWV Ue urroia KAnpovouIKA¢ ataiag mou mapaméugdnkav
otn Movada NeupoyeveTikig Tou Atyiviitelou Noookopgiou o€ Sidotnua
19 eTWV.

Napaperpog YUvolo Oikoyeveic Imopadikég Tun
atafisg atafisg p*
n 192 52 140
DOUMNo (avdpec/yuvaikeg)  83/109 17/35 66/74 0,101
HAia (étn) 36,8£17,0 40,3t143 355+17,8 0,083
(6,0-80,0) (7,0-68,0) (6,0-80,0)
HAia évapéng (étn) 23,7+16,7 26,1+£150 22,8+17,3 0,244
(2,0-73,0) (3,0-60,0) (2,0-73,0)
Npwn/oYiun évapént  119/73 26/26 93/47 0,045
FRDA (%) 65 (33,8) 10 (20,0) 55(39,3) 0,010
SCA Betikoi (%) 9(4,7) 8(15,4) 1(0,7) 0,000

Ta deSopéva mapouotdlovtal wg HECOG 0poGEoTABEPH ATOKALON (EVPOC TIHWV).

* T0yKpLon OIKoYeVWV ata&lwv pe omopadikég atadieg, T OYun évapén >25 £n.

FRDA: Ataéia Friedreich, SCA: Spinocerebellar ataxia (vwtiaiomapeyke@ahiSikn
ataéia)

véoou mapatiBetal otov iSlo mivaka. ZUVoAikd, To 9,2%
TwV acBevwv SEIKTWV gixe oYU évapén (>25 £tn). Evag
aoBeveic un Seiktng gixe MOAU SYiun évapén (>40 €tn). ‘E&L
aoBeveic (9,2%), Olot pe oPun évapén, epeavifav diatn-
pNon Twv TevovTiwy avtavakAdoewv. O aplOudg twv GAA
eMavoARPewWV Kal ota U0 AAANAOHOP @A HTAV ONUAVTIKA
MIKPOTEPOC OTOUG aoBeveic pe OYPiun évapén kail datn-
PNON TWV TEVOVTIWV avtavakAdacewv (GAA1: 316,3+182,3
OUYKPITIKA pE 698,4+203,3, p=0,000, GAA2: 613,3+259,4
OUYKPITIKA pe 956,7+284,6, p=0,005).

2ToV évav amo Toug SUo eTePolUYWTEG ACOEVEIC e KAL-
VIKI) EIKOVA XOPOKTNPELOTIKNA Yia atadia Friedreich ald pévo
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Mivakag 4. KAvIKA Kat YEVETIKA Xapaktnplotikd ENMvwy acBeviv Seiktwv
ue ata&ia Friedreich mou mapaméugOnkav otn Movada NeupoyeveTIKng
Tou Atyvrjtelou Noookopegiou o€ Staotnua 19 eTwv.

MNapapetrpog AcOeveig Seikteg
pe FRDA
n 65
QUM (Avdpeg/yuvaikeq) 26/39
HAkia (étn) 27,5+13,3 (9,0-68,0)
HAkia évapéng (€n) 15,6+7,6 (6,0-39,0)

Aldpkela vooou (étn) 11,9+9,2 (1,0-40,0)

ATura KAIVIKG XapaKTNpIoTIKA

Opiun évapén* (%) 6(9,2)
Alatnpnpéva tevovTia oTta KATw akpa (%) 6(9,2)
TumIKG KAIVIKG XQpaKTNPIOTIKA

Ataéia Basdiong (%) 65 (100,0)
Ata&ia akpwv (%) 64 (98,5)
Avoapbpia (%) 58(89,2)
NuoTtayuoég (%) 22(33,8)
Aotapayég aodnTikoTnTaC (%) 58 (89,2)
Ynueio Babinski (%) 63 (96,9)
Kothomodia (%) 53(81,5)
S koNwon (%) 44 (67,7)
MNdapeon katw dkpwv (%) 31(47,7)
ATpo®ieg KATW AkpwV (%) 22 (33,8)

Ap1Budc emavarnpewv GAA
GAA1! (ebpog Tipwv) 661,1+£232,2 (70-1.275)

GAA2 (gUpOC TIMWV) 926,9+297,1 (306—2.250)

Ta deSopéva mapouoialovtal wg HECOG 6poGEoTABEPN ATOKALON (EVPOG TILWV)
*'OPtun évapén >25 €. T ATTOKAEIOHOG EVOG GUVOETOU £TEPOlUYWTN A0BEV e
™ onuelaKkn peTaMayri Asn146Lys

FRDA: Ataéia Friedreich.

€va aMnASuop@o pe maboloyikn eméktaon GAA (mepimou
700 emavaANYPELC) EVTOTIIOTNKE ONUELOKN METANAYN €.438
C>G (p. Asn146Lys) oto £€tepo aAANASpop@o. H aoBevrig
gixe TUMKO @awvotumno ata&iag Friedreich pe évapén otnv
nAkia twv 11 eTwy, atadia, SucapOpia, amouacia vuotaypou,
KOTAPYNMEVEG TEVOVTIEC AVTAVAKAAOELG, onueio Babinski,
Kollomodia Kal amelkéovion gyke@Alou Xwpig 18iaitepn
mapeyke@ahdikn atpogia. H Sidpkela tng vooou rtav Suo
£€Tn kAt Sev UTTPEE TTEPAITEPW TTIPOOTITIKI) TTAPAKOAOUONON.
>tov dN\ov eTepoluywTn Sev SIAMOTWONKE KATTOIA CNLIELOKN
HeTaANayry oTo yovidio FXN. Agev ntav Aotmmév yvwotd av
gival am\d Tuxaiog popéag tng eméktaong GAA Kal TTAoYEL
anod kamota dA\n ata&ia r} eixe kdamola pPETANAAYR OTO
£€tePo aAANASUOP@O TIou Sev aveupiokeTal Pe avAiuon
aAnlouxiag (.. oAOKANPN EANeWPN KkATolou e€oviou).

>tov mivaka 5 cuvoyilovtal ta Snpoypa@ikd Kat Ta KAIVIKA

I KOYTXHX kat ouv

Mivakag 5. KAvikd xapaktnploTikd EAAvwv acBeviv SEIKTWV UE
UTTOAELTTOUEVN 1} TTPWIUNG évapéng ataia apvnTikn yia Friedreich.
Ap@oTepeg ol opdadeg mOavoloyeital 0Tt QEPOUV UTTONEITTOUEVEG
UeTaMaYEG.

MNapapetrpog YmoAeimopeveg Kat
TPWIUNG évapéng
omopadikég atadieg
apvnTikég yia FRDA
n 57
DOUMNo (Gvdpeg/yuvaikeg) 28/29

HAikia (étn) 33,6%15,5 (6,0-68,0)

HAia évapéng (¢tn) 14,9+12,2 (2,0-54,0)

KAWVIKEG UTTOOABEC

FRDA-like (%) 19(33,3)
Me ameikovioTikd deSopéva 11
Xwpic atpogia mapeykepalidag 3

Me atpogia mapeykepahidag 8
AT-like (%) 4(7,0)
> MaoTIKEG ataisg (%) 14 (24,6)
Atadieq pe emAnyia Kat Slatapayég 10(17,5)
akon¢ 1y 6paong (%)

AMEG pn Tadivopoupeveg atagieg (%) 10(17,5)

Ta dedopéva mapouoidlovtal wg HECOog 0poGcEoTabepr} ATOKAION (EVPOG TIHWV)
FRDA: Ata&ia Friedreich.

Sedopéva TWV UTTOAETOUEVWY ATAEIWV KAl TWV OTTOPASIKWV
atalwv pe Mpwihn évapén mou ATAV ApvNTIKEG Yia TNV
enéktaon tng ataéiag Friedreich, aAAd kat yla pia amo Tig
pHETOANaYEG Twv SCA. AppOTEPEG ol opuddeg mBavoloyeital
OTI PEPOULV UTTOAEITTOUEVEG PETANAYEG. Agv akoAoUONnoe
TIEPAUTEPW YEVETIKOG ENEYXOC TWV CUYKEKPIEVWV a0OEVWV
Yla AANEC OTTAVIOTEPEC UTTONEITOUEVEG aTa&ieC, pe e€aipeon
Mo pikpr urmoopdda mou eAEyXONnKe yla HETAANAYEG OTO
yovidio APTXN yia ata&ia pe o@OaApokivntikry ampaia
TUmou |, xwpic dpwg kamolo evpnua.’” MapatiBetal pia
Tagvopnon Twv atadlwv auvtwv Bact{Opevn oTov KAIVIKO
(PAIVOTUTIO KAl OE OTOLXElD AT TNV ATTEIKOVIO, OTTOU UTTAP-
XOUV. ZUXVOTEPEG NTAV ol atagieg Y elkova Friedreich-like
HE 1] XWwpIg atpopia TNG MapeYKEPANISAC KAl Ol OTTACTIKEG
atagieg. O1 SV0o AUTEG UTTOOUASEG armoTeEAOVCAV EVOEXOUEVWG
T0 58% TwV ad1dyVWOoTWV UTTOAETOUEVWY ATAEIWV. ZTTAVI-
OtEPEG TaV Ol aTAiEG UE XAPOAKTNPIOTIKA UITOXOVOPLAKWYV
voonudatwv (17,5%) rj eikéva AT-like (7,0%).

Agdopévng NG onpaciag mou €xel n cuyyévela €€ ai-
HaTOoC META&L TWV YOVEWV OTNV aAVASELEN LUTTOAEITTOPEVWV
voonudtwy, SiepeuviOnKe TOo TOCOOTO evdoyauiag oTig
ata&ieg xwpig capEg eMKPATEG LOTOPIKO. Emapkr) Sedopéva
UTINPEXAV aTtd TO 76% TWV OIKOYEVEIWV. MOVO 4 aoBeveig
Seikteg avépepav ouyyévela €€ aipatog LETAEL TwV YOVEWV
Tou¢: Evag pe ataéia Friedreich (yoveic tpita e€adérgla),
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Svo pe mpwiung évapéng omopadikn ataia apvnTikn ya
N petalhayn tng Friedreich (yoveic Seutepa e€adéAgia) kat
€vag Pe oPIung évapéng ommopadikn ata&io apvnTiKn yla T
petaAAayn TnG Friedreich (yoveig tpita eadélgia). Qotooo,
Kataywyr Yovéwv amod To {610 ) kovTivd xwpld, Sdsdouévo
eVOEIKTIKO TMOAVAG MAKPIVAG CUYYEVELAG, TTAPATNPENONKE
o010 40% TwV acBevwyv pe ata&ia Friedreich, oto 40% twv
AOITTWV UTTOAEITOPEVWY aTA§IWV Kal 0TO 25% TwV oTopa-
SIKWV atadlwv apvnTIKWV yla Tn Hetalayn tng Friedreich.

O emkparteic ataieq amotehovoav 1o 14,1% TWV
aoBevwv SeIKTWV pe uoPia KANPovouIkAG ata&iag. Xtov
mivaka 6 cuvoyifovtal Ta SnUoypa@IKA Kal Ta KAWVIKA
XAPOAKTNPEIOTIKA TWV ATAEIWV LIE OaPr] EMIKPATI KANPOVOL-
KOTNTA TTOL TTapartépeOnKkav otn Movdada NevupoyeveTikng
o010 Atyivritelo NOCGOKOUEIO. ZUVOAIKA, EVTOTIIOTNKAV TPEIG
aoBeveic Seikteg pe SCA1, évag pe SCA2, tpelg pe SCA7 kat
évag pe SCA17. Aev SiamotwOnkav mepimtwoelg SCA3,
SCA6, SCA8, SCA12 kat DRPLA. Moptakr Stayvwon T€6nke
0OTO0 29,6% TwVv acBevwv. ATid TIG adlayvwoTeg ata&ieg, To
57,9% Atav tumov Il kat to 36,8% Ttumou |. Znuelwvetal Ot
HETAEL TwV aoBevwv mou éNafav poplakn Sidyvwon oTo
Ivotitouto Neupoloyiag kat leveTikng tnG Kumpou umripxe
éva meploTatiké pe SCA1T kat éva pe SCA6. Autd Aneonkav

Mivakag 6. KAvika Kat yeveTikd xapaktnptotikd ENMvwy acBeviv Seiktwv
Ue emkpatn ata&ia mou mapamépeOnkav otn Movada NeupoyeveTIKAC
Tou Atyvrjtelou Noookopegiou og Staotnua 19 eTwv.

Napapetpog Emkpareic ataieg

n 27
DUMNo (Gvdpeg/yuvaikeg) 8/19
HAia (étn) 41,5+14,9 (7,0-68,0)
HMikia évapénc (étn) 30,1+14,3 (5,0-60,0)
Mpwiun/oYiun évapén 9/18
SCA Betikoi (%) 8(29,6)

SCA1 OsTiKoi (%) 3(11,1)

SCA2 B¢eTiKoi (%) 1(3,7)

SCA7 Betikoi (%) 3(11,1)

SCA17 Betikoi (%) 1(3,7)
SCA1,2,3,6,7,8,12,17 19 (70,3)

kat DRPLA apvntikoi (%)* 7

ADCA tomou | 1

ADCA tumou Il 1

ANo*

Ta deSopéva mapouaoialovtal wg HECOG 6poGcEoTABEPN ATOKALON (EVPOG TILWV)
‘OYPiun évapén opiletal wg évapén KETA TV NAIKIa Twv 25 €TWV

14 mepmtwoelg Sev eAéyxOnkav yia SCA8 kat SCA12

*AoBevii¢ pe mapeykeahidikn ataia, veupomdabela, kollomodia, KWPwon Kat
UeAaYXPWOTIKN ap@IBAnoTposidonddeia

SCA: Spinocerebellar ataxia (vwtialomapeyke@ahidikn ata&ia), DRPLA: Dentatoru-
bropallidoluysian atrophy (oSovtwtogpuBpowxpohouioiavii atpogia), ADCA: Auto-
somal dominant cerebellar ataxia (autoowuIKN EMKPATAG TAPeYKEPANSIKN atagia)
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UTT’ O OTOV UTTOAOYIOHO TOU EAAXIOTOU EMITOAACHOU TWV
SCA otov eN\NVIKO TANBUCoUS, aANd Sev mephapBdvovTal
otov mivaka 6. Emi mAéov, petagl Twv omopadikwv acBevwv
HE TTpWIKN évapén TTou TapaméueOnkav oto ALYIVATELO,
SamotwOnke pia mepintwon SCA7 (€1K. 2), n omoia miong
Sev mep\apPdavetal otov mivaka 6.

2Tov TTivaKka 7 mapatifevial avaAUTIKA T YEVETIKA
KAl Ta KAIVIKA XOPOKTNPEIOTIKA TwV acBevwv TTou TTapa-
mMEUPONKav oto AlylvATelo Kat EAafav poplakn Sidyvwon
pag amo tig SCA. Xtov mivaka 7 mepAapBAaveral Kal To
omopadiko neplotatikd pe SCA7. AgiCel va onpelwbdei oTt
OTO OUVOAO TOUG Ol aoBevei eppaviav atpo@ia OTEAEXOUG
KOl TTOPEYKEPANISAC OTN HAYVNTIKY TOOYpPAQia eyKEQANOU
Kal TTapeyKePAAISIKY cuvdpopr KAVIKA. Ot eplocdTepPOL
gixav kat onpeia mupadikrig mpoofoine. H acBeviig pe
SCA2 gixe pElWPEVA TEVOVTIO AVTAVOKAAOTIKA Kal Bpadeieg
OOKKASEC, LOAOVOTI Ol eV AOYW CAKKASEC Sev gival amouta
€161k6 gVpNnua. Ot aoBeveiq pe SCA7 gixav mavta ap@iAn-
oTpoeldoTdbELq, EVW OE SUO TTEPITTTWOELG EPPAVICAV TTOAU
PWIUN évapén (og cuvOLAOUS PE UEYANEG ETTEKTAOELG
Twv gmavalnPewv CAG). TéNog, n aocBevng e SCA17 eixe
eni mMAéov e§wmupapidikr onpeloloyia (xopeia-duoTtovia-
Suokauyia), vonTiKr €KMTWoN Kal EMANTTIKEG KPIOELC.

2YZHTHZH

H mapovoa peNETN MOPEXEL, Yia TTPWTN YOPd, AVAAUTIKA
OTOIXEIA Yla TO KAIVIKO KAl TO HOPLOKSO PACHA TwV KANpo-
VOUIKWYV ata&lwv oTnV EN\NVIK EMIKPATEL. YTTOAOYileTal O
€NAX1oTOG EMMOAACHOG TNG atagiag Friedreich kai twv emkpa-
TV atadlwv (SCA) otov EN\nVIkS TANBUOUS Kal TTapExovTal
AEMTOMEPEIC KAIVIKEG TTANPOYOPIEG YA TO PAIVOTUTIO TNG
ata&iag Friedreich, kaBw¢ Kat To @AIVOTUTIO TWV ETTi HEPOUG
vrotuniwv SCA mou aveupiokovtal o€ EANNveG aoBeveic.

Mopiakn Sidyvwon ata&iog Friedreich éNafe to 34% tou
OUVOAOU TWV ACBeVWV SEIKTWV HE uTToPia KANPOVOIKNAG
ata&iag, kaBlotwvtag tnv ataéia Friedreich tn cuxvotepn
KAnpovoulkn ataia otov eAAnvikd AnBuoud. Aéilel va
onUelwOel 611 To 85% Twv acBevwv pe atadia Friedreich
NTav ormopadiKoi KAl HOVO HIa HEIOVOTNTA E(XE OIKOYEVEL-
OKO I0TOPIKO EVOEIKTIKO UTTOAEITTOPEVOL VOO ILATOG. AUTO
mapatnpeital oe TANBUCHOUG OTTOL 0 APIOPOC TWV TEKVWV
avd OIKOYEVELa €ival MIKPOC Kal Sev amotelei €kmAnNEn
yla TNV nepimtwon tg EANGdag, omouv o pécog aplbpog
TEKVWV avd olkoyévela €xel umoxwpnoel oto 1,14.277 To
OUYKEKPIPEVO eVpNUA €XEL onuaacia yia Tov EAAnva KAIVIKO
1atpo, o omoiog Ba mpémel va Slatnpei évtovn Tnv uroyia
KANPOVOUIKOU VOOHUATOG OE TIEPUTTWOELG OTTOPASIKWYV
atalwy 1mou €xouv MPWIKN NAIKia évapéng.
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I KOYTXHX kat ouv

Nivakag 7. KA\ivikd xapaktnptoTikd EN\fivwv acBevwv Seiktwy pe poplakd empPeRaiwpévn ditayvwon SCA mou mapaméuednkav oto AtyIVATELO

Noookopeio.

Tumog SCA SCA1 SCA2 SCA7 SCA17
AcBevic-Seiktng 1 2 3 1 1 2 3 4 1
KAnpovouikotnta AE AE AE AE AE AE AE > AE
Ap1BuoG emavarPewv 47 47 48 39 42 46 69 70 54
HAikia (étn) 53 48 39 42 59 36 7 15 30
®ulo Appev ©Onhu  Appev OnAv OAAu ©nAu BRAu  ORAu [Sl]
HAia évapéng (€tn) 30 38 34 34 45 26 5 12 25
AldpKela vooou (€tn) 23 10 5 14 10 2 3 5
MNapeykepahdikn atadia + + + + + + + + +
O@BalpoKIVNTIKOTNTA

Nuotayuog + + + + + +
Adomaon mapakoAovOnong + + + + + + + +
AUCUETPIKEG OAKKASEC + + + + + + +
Bpadeieg oakkdadeg + + +
O@Balpominyia + +
OntikA atpogia + + + +
ApgiBAnotposidonddela + + + +
AvoapBpia + + + + + + + + +
E€wmnupapidikd onpeia
MNMapkivooviopog +
AvoTovia +
Xopeia +
Tpduog
MudkAovog
Mupaudika onueia
Znueio Babinski + + + +
Auénuéva tevovTtia + + + + + + +
Yrotovia +
Muatpogia
Meppepikn veupomabela
Melwpéva tevovtia +
AloONnTIKEG SlaTapayég +
NonTikr ékmtwon + +
Yuxlatpikd cupmTwpata
EmANmTikéCG Kpioelg +
EmtakTikn ovpnon + +
Atpopia oTENEXOUC Kal TapeyKepaAidag otnv MRI + + + + + + + + +

AE: AUTOOWHIKN EMKPATAG, : mopadikn, SCA: Spinocerebellar ataxia

O el\dyiotog emmolacudg g atadiog Friedreich otov
€MnVIké MAnBuopd urtohoyiotnke og repimou 0,9/100.000,
aApIOUOC TTOU KIVEITAL EVTOC, AAMA TTANGIOV TWV KATWTEPWV
opiwv, Tou PAcUATOC AANWV ELPWTTATKWY TTANOUCUWV.8-20
Qotéoo, gival alodntd vPNASTEPOC amd Toug avTioTol-

xoug otn OwAavdia 1 otn NopPnyia.??? Aedopévng TG
Slagopetikng pebodoloyiag mou akolouBribnke oe emi
H€POoLG pHeNETeG, Sev gival eUKOAN N APECN CUYKPLON TWV
ATTOTEAECUATWV. AUECA OTOIXEIQ, AVEEAPTNTA TNG TTAPOVCAG
HEAETNG, SEV UTTAPXOULV YA TOV EANANVIKO TTANBUGHO. YTIAPXEL



KAHPONOMIKEX ATAZIEX XTON EAAHNIKO MAHOYXMO

éva éupeco Sedopévo amod pia mpoo@atn SISAKTOPIKN Si-
atp1ry, 6TToU UTTOAOYIOTNKE N CUXVOTNTA TWV POPEWV OTO
YEVIKS MANBUOUO TNG Ogcoaliac.?® Amo autod to dedopévo
UmopoUV va uttoAoyloTtoUv TAdiola a&lomoTiag yia tov
QAVAPEVOUEVO EMIITONACUO TNG VOoou oTn Oecoalia Kal
autd eival 0,14-11,7/100.000. To evpnua TNG Mapovoag
HEAETNC BpioKeTal EVTOC TWV OpPiWwV auTwv.

I181aitepn onuaocia amd Tnv mapovoa HEAETN €XEL N AVA-
Se1én meploxwv pe 181aitepa vPnAd emmoracuo (clusters).
JUVOAIKd, Ta vnold Tou Alyaiou gixav onuavTtikd uPpnAoTtepn
ouxvétnta atadiag Friedreich amd tnv urtdAoinn emkpdreia.
Eid1kd o€ U0 vnolg, TV Ikapia kat T MAAo, urmoAoyiotnkav
emmolacpoi oxeddév 50 popéc uPnAdTeEPOL amd TO YEVIKO
TANBUOPOS. O eVTOTIIONOG OTNV |IKapia HIag OIKOYEVELAG e
ata&ia Friedreich kat Ypeudo-emKkpatry KAnPOVOUIKOTNTA
avadelkvUEel TIG IS1aITEPOTNTEG TWV €V AOYyw meploxwv.’* H
YEVETIKI] ATTOUOVWON OPICHUEVWV VNOIWTIKWY TTANBUCUWV
AAAA KAl TO pAVOEVO TNG TTPOYOVIKNG eMidpaong (founder
effect) eival ot mBavoTepeg artieq EPPAVIONG AUTWV TWV
MEPIOXWV UPNAOU €MITOAACUOU. STOUG CUYKEKPIUEVOUG
mANBuopoucg Ba gixe 1Saitepn onuacia amd MAeUPAC TIPO-
AnYn¢ va Sivotay, 6To MAAIoLo Tou SNUOCIOU CUCTHHATOG
vyeiag, n duvatotnta emi ToTTOU SlEPEVVNONG YIA TNV AVEL-
PECN TNG CUXVOTNTAG TWV POPEWV. AUTO Ba eMETPETTE TN
Slevépyela TTPOYEVVNTIKOU ENEYXOU Kal KAT' EMMEKTACN TNV
ATOPUYN VEWV TIEPIOTATIKWV PE TN Paputatn autr vooo.
AuTO €xel NON emteuxOei o€ eploxég TNG KUmmpou e upnAo
EMITOAACMO TNG VOoOUL. >

O eNAXIOTOG EMITOAACUOG TWV ETMKPATWY ATAEIWV OTOV
€MNVIkS MANBuopd urtohoyiotnke og repimou 0,7/100.000.
O OXeTIKOG aplBUdC eival ENAPPWE XAUNAOTEPOG CUYKPL-
TIKA pE AANOUG evpwTAikoUG TTANOUCOMOUC.>” ZUVOAIKA,
TAvVTWE, ol emkpateic atagieg, av AngOouv um’ 6Yn GAol
ol mpoofePAnuévol og KABE OIKOYEVELD, PAIVETAL VA €XOUV
Mla ouxvoTnTa Tou SV améxel TTOAU amod autr Tng atadiog
Friedreich. To ouykekplpévo gvpnua gival CUPEPEWVO ME
KATIOIEG EVPWTTATKEG ETTIONMIONOYIKEG MEAETEC? AN OXL
He ANNEC, o1 omoieg £xouv avadeifel apKeTd LPNAOTEPEC?
1 KAl XOUNAOTEPEG?® CUXVOTNTEG.

H eykupdtnta TNG mapovoag HEAETNG otnpileTal oTnV
mpoUnéOeon 6t n Movada NevpoyeveTIKAG 0TO AlyIVATEIO
AEITOVUPYNOE OUCLAOTIKA WG KEVTPO avagpopdc TnG ata&iog
Friedreich, aAAG kal Twv €MKPATWY KANPOVOUIKWY ata&l-
WV, yla OAn TNV €MKPATEIA KAl OTL TO XPOVIKO Sidotnua
OUANOYNG TOU UAIKOU ATAV ETTAPKEG YIA HIA IKAVOTIOINTIKN
SerypatoAnyia. To yeyovog OTt o aptOuog véwv Slayvwoe-
wv ue ata&ia Friedreich éxel otaBepormoinBei Ta teAeutaia
Xpovia og éva plateau Twv 2—3 MEPIOTATIKWY avA £TOG
eVIOYVEL TNV armoyPn OTI TO XPOVIKO SIAoTnua CUAOYNG
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UAIKOU (19 €tn) Atav emapkéc.?” Emiong n mpoomndBeia
va cLUTTEPIAN®OOULV Kal Ta Alya TEPLOTATIKA TTou éAafav
poptakr Stdayvwon amod tnv Kompo, xwpic mapdAinia va
€xouv S1ayVWOoTE( Hoplakd Kal 0To ALYIVATELD, EVIOXUEL TNV
MANpPSOTNTA TNG Setypatornypiag. Map’ dAa autd, eipaocte o
B€on va uTToAoYiGOUE HOVO TOV EAAXIOTO EMIITOAACUO YA
TNV ataia Friedreich kat ti¢ emkparteic ataieg, Sedopévng
NG avouoloyévelag mpdofaong o€ TPITof3ABa VoooKoEia,
TTOU €V TTOAM\OIC OPEINETAl OE YEWYPAPIKES IOIAITEPOTNTEG
™G matpidag pag, aANd Kal o€ AANOUG TIEPIOPIOOUE OTO
Snuooto cvotnua vyeiac. Emi mAéov, otnv mepimTwon Twv
EMKPATWV atadlwy, TO YEYovOoG OTL N hoplakn didayvwon
Twv SCA mpoo@epdtav PHOvVo Katd ta TeAeuTaia xpovia
Umopei va emnpéace o€ kAmolo Babuod tnv mAnpotnta
NG CUANNOYNG TTEPIOTATIKWVY. QOTOCO, N HEPIKN YEVETIKA
aAmopuévwon Tou EANANVIKOU MANBUGCHIOU Sgv eMITPEMEL TNV
e€aywyn £YKUpWV CUUTTEPACUATWY Ao Ta SeSopéva AANwvV
EVPWTTATKWY TTANBUCUWYV Kal YU Autd €ival oNUAVTIKO va
UTTAPXOUV AUBEVTIKA TOTTIKA OTOLXE(Q, TTAPA TOUG OTTOLOUC-
dnmote ueBodoNoyikoUg TTEPIOPICUOVC.2E22

IXETIKA PE TO QAIVOTUTIIKO @Acpa NG ata&iag Fried-
reich, Ta dedopéva tng mapovoag PeEAETNG Sev Slagpépouv
ONUAVTIKA armd AaA\oug MANBUoPoUC. Ta TUTTIKA KAIVIKA
XOPAKTNPIOTIKA TTapatnenOnkav Pe TNV aVOUEVOUEVN
ouxvoTtNTa.?%3" ATUTTIEG LOPPEG TNG VOOOU HE OYIUN évapén
Kal S10TAPNON TWV TEVOVTIWY AVTAVAKAACEWV Slamotwon-
kav oto 10% TePImou TwV acOEVWY, TTOCOOTO AVTIOTOLXO
auTtou Tou Kataypdgetal otn Siebvn BiAloypagia? Emi
A€oV, €ival EVPEWC SIATTIOTWHEVO OTL Ol ACOEVEIG e OYIUN
évapén €xouv HIKpOTEPO aplOud emavaipewv GAA o€
APPOTEPA TA AANAOUOPYA, OTOIXEIO TTOU SlamoTwONnKe
KAl oTNV Tapovoa HENETN.”

e aobBeveic pe ata&ia Friedreich, n ouxvotnta TWV
ouvBeTwWV eTepoluywTWwV (compound heterozygotes, emé-
ktaon GAA oTo éva aAMNAOHOPEO KAl CNUELIOKH LETAAAYN
oTo AANo) urtohoyiotnke oTo 1,5%. AuTdg o aplBudg sivat
TANGiov Tou 2% Tmou avagépetal otn diedvry BiAloypa-
@ia.’ Zuvribwc ol ev AOyw aoBeveic €XOUV TUTTIKR KAWVIKN
€1KOVA, HOAOVOTI €XOUV CUOCXETIOTE( Kal KATOLlol ATUTTOL
PAIVOTUTIOL € OUYKEKPIUEVEG ONUEIOKECG PETANAYES. H
petaAayry Asn146Lys mou SiamotwOnke og évav acBevn
HaG EXEL TIPONYOUUEVWG TIEPLYPAPE( O€ pia TrepimTwon and
™ leppavia.®® Ot ouyypageic avagépouv 0Tl 0 acBevng
€lX€ TUTTIKO KAIVIKO atvOTuTio, aAd oxeTIKA Bpadeia e€¢-
MEN. Eipaote cUM@PWVOL WG TTIPOG TOV TUTTIKO PAIVOTUTIO
TTOU OXeTi(ETAL PE TN OUYKEKPLUEVN ONUELOKN METOAAYN,
aAG Sev €xoupe emapkry Sedopuéva yla To GXOAACUS TOU
pLOMOUL €EENENG TNG VOoOU.

Metd TNV agaipeon Twv aocOevwV SEIKTWV UE HOPIAKA
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empPePawpévn ataia Friedreich, mapapévouv 57 aoBeveic
UE 1oxupn uroyia KATTOLAG UTTOAETOUEVNG KANPOVOLIKNAG
atagiog (urmoheimopeveg atadieg kat omopadikEG atadieg pe
mPWIUN évapén, miv. 5). O BaBudg otov omoio gixav amokAel-
OTel eyyeveic SlaTapay€g Tou HETABOAOUOU OTA TIEPIOTATIKA
autd ATav molkilog amd mepinTwon os mepintwon. Kat’
ETMEKTAON, TIEPIOPIOTAKAUE O€ pIa OXETIKA adpr} Taivoun-
on Twv &v Aoyw atalwv pe Bdon Tov KAIVIKO @alvoTuTrio,
TIOU EMTPETIEL KATTOlO OUYKPLON UE AAouG TANBucuoUC.
H mapouocia evdg onuavtikol TTOOOCTOU TEPIMTWOEWYV
Friedreich-like pe 3 xwpic atpoia tnNg mapeykepalidag
(33%) €xel StamoTwOei kal og ANNeG peNETeg>*** Evbilapé-
pov ermiong €ival To VPNASG TTOCOOTO CTTACTIKWY ATAEIWV
(25%), oto omoio umopei va mephapBdvovtal acbeveic
pe ARSACS 1y kAl oTTaoTIKR TapamAnyia tumou 7 (SPG7).%6
Agv gival yvwoTto Katd méoo €xouv OSNUOCIEVTED PEXPL
ONMEPA TIEPIOTATIKA HE LA ATTO TIG TTAPATIAVW SIAYVWOELG
OToV EAN\NVIKO TTANBLOUO. MocooTd 17% TwV acBevwV He
urroia UTTOAEITTOIEVOU VOO UATOG gixav atagia, emAnyia
Kat Slatapayég 6paong rj AKONG Kal eVOEXETAL N TIEPITITWON
TOUG VA UTTOKPUTITEL KATTOLA ATTO TIG UITOXOVOPLaKEG aTagied.
Oa éxel 18laitepo evdla@épov n SuvatdTNTa PEANOVTIKNG
aAnAouxiong PeTagl dMwv Tou yovidiou POLGT otoug
aoBeveic autouG.’” XTo LAIKO A PMOVO To 7% TwvV TiE-
pLoTaTIKWVY €ixe elkova AT-like, moocooTtd piIkpOTEPO ATTO
auto NG S1ebvolg PiAloypagiag?** Qotodoo, evdéxeTal
n Serypatolnyia va ntav avemapknig, dedouévou OTL N
KAWVIKH) Siayvwon tng AT UITOPEl O€ OPKETEG TIEPITTWOELG
va TeBel amd Toug MaSIATPOUC XWPIC TTEPAITEPW YEVETIKA
Slepevivnon.

SXETIKA ME TO Oépa Tng evdoyapiag, To omoio gival
EMKAIPO OTIC TIEPUTTWOELG UTTOAEIMOUEVWV VOONUATWY,
n amoucia Yapwv mpwtwyv e€aOEAPWV OTIC OIKOYEVEIEC
pe vmoyia kAnpovouikng ataiag dev amoteAei €KMANEN,
Sedopévng Tng amaydpevong amod tTnv ENANVIKN vouoBeaoia
YAUWV LETAEY CUYYEVWV TETAPTOU 1) TTANCIECTEPOU Fabuov,
aAAd Kal TNV apvnTiKA otdaon tng OpBodoénc EkkAnciag
OTO gV AOyw B€pa.? QoTdO00, TO CNUAVTIKO TTOCOOTS (40%)
YAUwV PeTa&L atépwy amd 1o iS10 j KovTivd Xwptd au&dvel
TN ouXVOTNTA OTTAVIWY UTTIOAEITOUEVWY VOCUATWY OTNV
opdada acBevwv TTou HeAETHONKE. MoAovoTt Sgv UTTAPYXOULV
OTOIXE(O YIa TO TOCOOTO €VSOYANIag OTO YEVIKO TTANOUCUO
yla Aueon oUYKPIOoN, O PEOCOG OUVTEAEOTNG evdoyapiag
OTIG ENANVIKEG OlKOoYEveleG Bewpeital 18laitepa xapunAog.?

Ta dedopéva amod Tn HoPLAKH AVANUCT TWV ETTIKPATWY
ata&lwv avadelkvuouv tTnv LMapén Twv vnmotumwyv SCAT1,
SCA2, SCA6, SCA7 kat SCA17 otov eAAnVIKO TTANOBUGCUO.
JUVOAIKA, TO 30% TWV OIKOYEVEIWV €NAPE OUYKEKPIUEVN
poptakry Stdyvwon. To mocootd autd sival ENaQPWE Xa-
unAotepo amd ta dedopéva tng Siebvoug BiAloypapiag,

I KOYTXHX kat ouv

6mou >50% TwV EMKPATWY ATA§{IWV aviKOuV C€ pia ano
TG Mo Kowég SCA.° Evliagépouoa mapatipnon €ival n
amouocia tng SCA3 (véoog Machado-Joseph) og 'EANAnveg
ata&ikoug aoBeveig, pohovoTt sival n ouxvotepn SCA oe
TOANOUCG gupwmaikoU¢ MANBuopoUG. Me To gvpnua autd
opoldfoupe otov ITAAIKS TTANBUOPO.3 EKTOC auTou, paivetal
6t ot SCA1 kat SCA7 ival ot ouxvotepeg SCA otov eEAAASIKO
XWPO, YEYOVOG TIOU €XEL KATTOIO ONUAcia yla Tov KAIVIKO
1aTPo, dedopévng Kal TG amapaitnTnNG 0@OAALUOAOYIKNG
Siepevivnong emi umoPiag SCA7. Q¢ mpog tnv SCA7, ailetva
ONUEIWOE( OTL UTTOPEl VA EUPAVIOTEL KAl O€ VEAPEG NALKIEG,
OTWG OLVEPN o€ SVO TTEPIMTTWOELG TNG TTAPOUOCAG MEAETNG
(miv. 7), kat’' €€aipeon Tov yeVIKOU Kavova OTl Ol ETTIKPATEIC
ataéieg €xouv ocuvnNOBwg oYiun évapén. Autd ogeiletal
KUPIWG OTO €VTovo @alvopevo emiotievong (anticipation)
TTOU MAPOoUCIAlel N CUYKEKPIWEVN SUVAULKN METAANaYR.>
To omopadikd TEPIOTATIKO TTOU TTEPIAAUBAVETAL OTOV TTi-
vaka 7 €xel 1dn dnpooieutei wg evllagépouoca avagpopd
MEPIMTWONG.* EKTOC amd TIG TIO KOWVECG eMIKpaTei atadieg,
n SCA17 gival pua 18laitepa omdvia SCA mou Sev €xel ToTé
TEPLYPAPEi 0TOV EAANVIKS TTANBUGS. Avagopd e AEMTOUEPN
TIEPLYPAPH) TNG CUYKEKPIHUEVNG OIKOYEVELAG AVEUPIOKETAL ETTE
Tou mapovtog unod kpion [Koutsis et al. From mild ataxia
to Huntington disease phenocopy: The multiple faces of
SCA 17]. Aloonpeiwtn gival n mapouaoia eEWMUPApSIKAG
onueloloyiag, 1dlaitepa Xopeiag, Kal VoNTIKAG EKTTTWONG
oTouG acBevei¢ autolg, ol oToiol €XOUV CUXVA KAIVIKNA
elkéva Huntington disease-like.*” ¥to onpeio autdé aéilel va
ONMEIWOEL 0TI €£xEl avapePOEl Kal n TAPOUGIa EMEKTACEWV
SCA8 oTtov eN\NVIKO TTANBUC O, aANA auTd mapatnEriOnke
o€ oglpd aoBevwv e lkova Huntington disease-like kai oxt
ATASIWV.? TXETIKA PE TOV KAIVIKO PAIVOTUTIO TwV aoOevwv
Seiktwv pe SCA1, SCA2, SCA7 kat SCA17 mou mapouaotaletal
oTov Tmivaka 7, 8gv mapatneouvTal ONUAVTIKEG S1a@opEg
amé 1a dedopéva tng S1eBvouc BiBAoypagiac.?”® TENoC,
WC TTPOC TOV TUTTO TWV EMKPATWY aTtalwv mou Sgv ToTO-
moINONKav PopLakd, otnv mAglovoTnTd Toug frav ADCA
Tumou lll. Autd ta Sedopéva gival o cupPwvia pe KATTOLEG
MENETEC, > ANNA OXL ANNEC, OTTOU Ol CUXVOTEPEC ASIAYVWOTEG
enmkpateic ata&iec nrav tumou 144 O1 ev Adyw Slapopég
TIPETIEL VA OPEINOVTAL OTIG UTTOKEIEVEG, ETTI TOU TTAPOVTOG
adlayvwoTeg, YoVISIaKEG alTieC.

Me Bdon ta GUVOAIKA EvpAUATA TN TTAPOVCAG KEAETNG
urmopei va mpotaBei évag S1ayvwoTIKOG aAyoplOuog yia Tn
Slepevivnon acBevwy e urmoia KANpovouIkng ata&iag otov
eNNVIKO TANBUGPOS. O aAyopiBuog autdg mapouctddetal
oTnV €lkéva 3. TNV TIEPITTTWON ACOEVWV UE CaQN ETTIKPATH
KANPOVOUIKOTNTA TIPOTEIVETAL APXIKA N SIEVEPYELQ YEVETIKOU
eNéyxou yia SCA1, SCA2, SCA3, SCA6 kat SCA7. Z& mept-
TMITWOEIC UE EVPAHATA AUPIBANOCTPOEISOTIABEIAC OKOTIIO
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| AoBevric ue vnopia kAnpovouikng ortaiiag |

[ Emukpotric kAnpovopukoTnTe ] Inopabikoc aoBevic

h
| Yroheinapevn kAnpovouLkaTnTa

4
EAeyxoqyiaSCAL, 2, 3, 6,7 |

| ‘EAeyyoc yia FRDA

‘EAeyyoc yux FRDA

* DRPLA', FRDA! [Erevogyascat, 2,3,6,7 |

3, b, 7

Eikéva 3. AlayvwoTIKOG akyoptOpog acBeviv e urroia KANPOVOUIKAG
atadiac. XTig omopadIKEG Kal TIG UTTONEITTOUEVEG ATASIEC TTPETEL va TTPO-
NYEITAL TOU YEVETIKOU eAéyXou péTpnon Brtapivng E otov opd Kat yevika
va amokAgiovTal Ta PETABOAKA Voo paTa.

*Metd amd cuvevvonon Pe TO EPYACTAPLO OE TIEPIMTTWOELG TUTTOU | €I~
KPATWV atadlwyv i mepmtwoswyv Huntington disease-like

1 Metd amd ouvevvonon pe 1 Movada NeUPOYEVETIKIG OE TIEPIMTTWOELG
Huntington disease-like

F 3 € MEPUTTWOELG OTTOU UTIAPXOULV KATTOLEG AUPIBONIEC YIa TOV EMIKPATH
XOPaAKTApa NG ataiag r étav o acOevig MPOEPKETAL ATTO TIEPLOXECG
uynAou emmolacpou (clusters)

§ Y€ MEPIMTWOELG OTIOU UTTAPXOUV KATTOLEG AUPLBOAIES Y10 TOV UTTONELTO-
UEvo Xapaktripa tng atagiag

FRDA: Friedreich’s ataxia, SCA: Spinocerebellar ataxia

Ba ftav va eAéyxetal mpwta n SCA7. Av To mpwTto oTAdI0
amofei apvNnTIKO, TOTE HETA amd cuvevvonon Ue TN Movdada
NevpoyeveTikrig Ba UmopoVoe KATIOIOE VA TIPOXWPENOEL O
éheyxo yia SCA17  DRPLA, avdloya pe TNV KAWVIKN €lkOvVa.
e aoBeveiq and MePIOXEG PE TTOAU UYNAO ETTIITTOAACUO,
KOO gival va epappoleTal YEVETIKOG EAeYXOG Kal yia ataéia
Friedreich. X& umoAeimopeveg ataéieg mpoteivetal n Sievép-
yela eAéyxou yia ataéia Friedreich. Zkompo gival va éxouv
QATTOKAELOTE( TTPONYOUUEVWG UETABOAIKA Voo aTa Kal EISIKA
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va €xel petpnOsi n Brrapivn E opov. e ap@iolia yia tov
UTTOAEITTOPEVO XOPAKTAPA TNG KANPOVOUIKOTNTAG, KOAO
gival va akoAouBei 0 yeveTikdG ENeYXOC Yia TIG KovEG SCA.
> € omopadikolg aoOeveic mpoTteivetal apxtkd n Stevépyela
YEVETIKOU gAéyyxou yla atafia Friedreich kat emi apvntikov
aAmoTeAéoHATOC va eNéyxovTal ol Kovég SCA. Odnyigg yia
TN YeVeTIK Slgpelivnon Twv KANPOVOUIKWY aTaSlwv o€
EUPWTATKOUG TTANBUCHOUG €XEl TPOOPATA EKSWOEL KAl TO
European Federation of Neurological Societies.”

JUUITEPACUATIKA, N TTAPOUVOA UENETN TIAPEXEL IA TIPWTN
€IKOVA TOU PACHATOG TWV KANPOVOUIKWVY aTaélwv oTov
ENNVIKO TANBUOUS. Me Bdon ta Sedopéva Tou CUANEXON-
KAV, UTTOAOYIOTNKE 0 EAAXIOTOG EMIMOAACUOCS TNG atagiag
Friedreich kal Twv emkpatwv ataliwv (SCA) o ‘EANnveg
aoBeveic, Kal TTEPLYPAPNKE AEMTOUEPWC TO PAIVOTUTIIKO KAl
TO YOVOTUTTIKO (PACHA TWV CUYKEKPIUEVWY ATAEIWDV OTOV TOTIO
HaG. Aveup€Onkav TIEPLOXEG e I81aiTEPA LPYNAG EMITOAACUO
ata&iag Friedreich (clusters), otig omoieg Ba pmopouoe va
EPAPUOOTEL OTO PENNOV ENEYXOG TOU YEVIKOU TTANBUGCHOU
yla @opia tou maboloyikoU yovidiou kal va TpoopepOei
KOTA TTEPITTWON TIPOYEVVNTIKOG EAEYXOG. TENOG, TTIPOTAONKE
€vag S1ayVWOoTIKOG AAYOPIOUOC YIa TN YEVETIKH TIPOCEYYION
TWV KANPOVOUIKWVY aTa&lV 0ToV EANNVIKO TTANBUGO. EKTOC
armod TIC SUVAUIKEG METAANAYEG TTOU TTPOKAAOUV Tnv atadia
Friedreich kat ti¢ mo kowég SCA, ot ENAnveg acBeveig pe
umropia kAnpovouikig ata&iag Sev éxouv eheyxOei yia ANeg
OTIAVIOTEPEG SUVAMIKEG 1| ONUEIAKEG LETANAYEG O AN
yovidia. Ta teleutaia xpovia, He TNV avAntuén Twv véwv
TEXVIKWV avAyvwong aAnAouyiag DNA (next generation
sequencing), kaBiotatal 6Ao Kal TIO EPIKTHA N MEPATEPW
Slepevivnon TETOlWV TEPIOTATIKWY. QOTO0O0, yid va Yivel
KATL TETOlO TTPAYMATIKOTNTA oTnv EANGSa gival avaykaio
va katevuBuvBouv €ykalpa TA ATTAITOUHUEVA EPEUVNTIKA
KOVOUAIA OTIG AiYEG EKEIVEG ENNNVIKEC EMOTNUOVIKEG OUASES
Tou evlagépovTal yla omavia YEVETIKA VOorjuata.
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OBJECTIVE To study hereditary ataxias in the Greek population, focusing on the prevalence, geographical distribution

and phenotypic and genotypic spectrum of Friedreich’s ataxia and dominant ataxias, also known as spinocerebellar

ataxias (SCA). METHOD The study included 192 consecutive index patients with suspected hereditary ataxia referred



444

to the Neurogenetics Unit of the Eginition Hospital, Athens over a period of 19 years. For prevalence estimates all
non-index patients still alive from the Athens cohort were included, along with a small group of patients with ataxia
referred to the Cyprus Institute of Neurology and Genetics for molecular diagnosis. RESULTS The minimum prevalence
of Friedreich'’s ataxia was estimated at 0.9/100,000. A higher prevalence was noted in the Aegean islands, with clusters
of very high prevalence in the islands of lkaria and Melos. The minimum prevalence for SCA was 0.7/100,000. The
genotypic and phenotypic spectrum of Friedreich’s ataxia was not significantly different from that documented in
other European populations; one patient was found to be a compound heterozygote for a known point mutation in
FXN (Asn146Lys). Undiagnosed hereditary ataxias included a majority of Friedreich-like and spastic ataxias. Regarding
the different SCA genetic subtypes, SCA1, SCA2, SCA6, SCA7 and SCA17 were identified, SCA1 and SCA7 being the
most common dominant ataxias in this cohort, while no patient had SCA3, the most common SCA in many European
populations. In total, a molecular diagnosis was reached in 30% of dominant ataxias. Undiagnosed SCA patients
included a majority with type Ill dominant ataxias (pure ataxias). CONCLUSIONS Friedreich’s ataxia is the commonest
hereditary ataxia in the Greek population, with prevalence somewhat below the European average, and dominant
SCAs are the second in frequency. Patients with SCA1, SCA2, SCA6, SCA7 and SCA17 compirise the spectrum of Greek
patients with ataxia with a specific molecular diagnosis, but SCA3 (Machado-Joseph disease) appears to be very rare
in the Greek population. Based on the above findings, a diagnostic algorithm is proposed for the molecular approach

I KOYTXHX kat ouv

to hereditary ataxias in Greece.
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