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ApBpa...

«H énpooieuon dpBpwv atn NEYPOAOIIA bev bnAwvel anoboxn
TV anoyewv kai Béoewv tou ouyypapéa and tv Xuviakukn Emitponn n tv ENE»

«TO MEPIEXBUEVO TWV Kataxwpnoewv gival UV twV ETaIPEIDY MOU avapépovial
Kai oQeiel va akoNouBel tis npoBAenGUEVes VOuILIES MPoUNnoBEoeis»

«H xprion epyaneiwv, KAIUdkwY kai NoylouIKoU Mou avaepetal ous epyaoies eivar euovn
WV OUYYPapewy, ol oroiol NpEmel va Exouv e€aopanioel TS OXETKES dOEIES
Kal va us kpatouv oto Mpoowniko TOUS apXxeioy»
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IAIONASGHE TPOMOZ: NEQTEPA AEAOMENA

Xwdbns 1.7, ANeovdpbos A.2

' Neuponoyiko Tunpa Noookopeio Mediterraneo
2 B” Neuporoyikh KAivikn EKIA

MNepiAnyn

Me tn A€En «tpdpos» opifoupe pia diatapaxh s Kivnons nou xapaktnpiletal and akouoles, pUBIKES,
NUItovoEIdeis TaNavioels evos THAPATOS ToU owuatos. Mapdno nou o 1dionabns tpdpos (IT) Bewpeital ws n
nio ouvnBiopévn kivnukh dlatapaxn, péxpl kar ohpepa n didyvwon tou tibetal €€ anokAgiopoU. Xta KAIVIKG
onpeia tou IT ocupnepifapBdvovial S1APopa KIVNUKA XapaKINpIoTKd, cupnepifauBavopévou tou tpdpou
Kal tns ata&ias, kabws kar JePIKA un KIVNTKEG XapaktnpIotkd, énws niBavd vontkés diatapaxés kal diatapa-
xés tns npoownikdtntas. Mabonoyoavatopikés penétes oe aobeveis pe IT anokaduntouv noAAd diapopeukd
npétwuna nabonoyias. H avaduduevn dnoyn €ival éu o IT ynopei va anotenei yia oikoyévela aoBevelwy, Je
KOIVO XapaKtnpIoTikd TNV napouaia KivntukoU tpdéuou, anid va diapoponolsital nepaItépw os atonoyiko,
kAIvikd kal naBoAoyoavatopikéd eninedo. Mapd tnv peydin ocuxvédtnta eu@dvions tou IT, n npdodos otov
TOpEQ TNS QVTILETMNIONS TOU Eival NEPIOPIoUEVN EAITIAS TNS DUOXEPEINS KATavONONS TwV BACIKWY YEVETIOUP-
YOV UNOCTPWHATWY ToU.
Né€eis eupetnpiou: Tpopos, 161onadns tpduos, vdoos Mdpkivoov, didyvwaon, Bepaneia

DEVELOPMENTS IN ESSENTIAL TREMOR

Stathis G. P', Leonardos A.?

" Department of Neurology, Mediterraneo Hospital, Athens
2 2d Dept of Neurology, Athens

Abstract

Tremor has been defined as a movement disorder characterized by involuntary, rhythmic, sinusoidal os-
cillations of a part of the body. Although essential tremor (ET) has been considered as the most common
movement disorder, it has largely remained a diagnosis of exclusion. The clinical spectrum of ET consists of
several motor features, including tremor and ataxia, and of several non-motor features, including possible
cognitive impairment and personality disturbances. Postmortem studies are revealing several different pat-
terns of pathology. The emerging view is that ET might be a family of diseases, unified by the presence of
kinetic tremor, but further characterized by etiological, clinical and pathological heterogeneity. Progress
in the therapeutical field is rather limited because of the poor understanding of many of the underlying
conditions.

Key words: Tremor, essential tremor, Parkinson's disease, diagnosis, treatment

OPIZMOZX - KATATAEH TQN TPOMQN

Me tn A€En «Tpdpos» opioupe pia diatapaxh tns
Kivnons nou xapaktinpidetal and akouales, pUBUIKES,
nuItovoeldeis TaNavVIoEIS VoS THAPATOS TOU OWHATOS
(n.x. evés akpou).’

O tpopos gival n nio kolvh Kivnukh diatapaxn. Eival
be noikiAns aruonoyias. H ta§véunon tou eivar kAivi-
KA kar BaociCetal o€ pavouevonoyIKa XapaKtNPIoUKA
ONws N TONoypaAPIKA KAtavopun, N oXeukh enikpan-
on tou o€ avdnauon tou péfous (tpdpos npepias N

avanauons), étav 1o péfos diatnpei pia Béon evévua
otnv enidpaocn s Baputntas (tpdpos Béons), KaBws
Kal katd tnv ekdNAwon anod 1o PéAos KIvntkoUu épyou
(tpopos evepyeias h 6pdons). AdAa xapaKtNPIoUKA
tou anotefoUv To EUPOs, N cuxvdtnta anld Kal N ou-
vUnap&n tou Ye eninpoéoBeta cUPNI®Ata h onyeia,
10 Onoia PNopel va NapanguUnouv og NAPKIVOOVIOUO,
veupondBeia, petafonikn diatapaxn K.Am.

Y€ APKETES NEPIMTWOEIS, 0 ouvOUaopOs evos Aemto-
HePOUs 10TopIKOU WE pia NPOCeKTKA KAIVIKA €€€taon

Neuponoyia 26:5-2017,6-15
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Mivakas 1

®uoionoyikos Tpduos

Enaugnpévos Guoionoyikés Tpopos

Luvépopa 161o0nabous Tpbépou

¢ KAaooikds 161onabns Tpopos

* OpBootatkds Tpouos

e E€aptpevos and 1o épyo kai tn Béon (task and position-specific tremor)

e Mpwtonabns Tpduos Mpapns

* Mepovwpévos Tpopos Owvns

* AkaBd6piotos Tpouos

LUvépopa AuotovikoU Tpépou

¢ Auotovia Ixeuldpevn pe Tpopo (dystonia associated with tremor)

® Auotovikés TpOuos

® Tpopos Ixeuldpevos pe Meveukd Ynootpwpa Auctovias (dystonia gene-associated tremor)

Mapkivoovikds TpoOuos

mntas

* Tunos |, KAaooikds Mapkivoovikds Tpopos : Tpdpos Avanauons, h Tpdpos Avanauons kal 8éans / Apdons i61as ouxvo-

e Tunos Il, Tpdpos Avanauons kal ©éons / Apdons S1IaPOPETIKAS ouxvoTNTas

e Tunos lll, Apiyns Tpoéuos ©€ons / Apaons

Movooupntwpaukéds Tpdpos Avanauons

LUuvépopa Mapeykepanidikou Tpopou

Tpopos Holmes

LUvépopa Tpépou Ynepwas

I610naBhs Tpdpos Ynepwas

Tupntwpatkos Tpdpos Ynepwas

pas enitpénel tn diagopikn didyvwon kal, néavd, v
anoteNeopatikn avupetwnion. Qotdoo, T0 Nocootd
AavBaaopévns didyvwaons napapével uynAo Kal, ouxvd,
ol b1Gpopes popPés 1pouou eival Suokono va tadi-
vounBouv PE 1o péxov ouatnpa tagivounons. Xtov
nivaka 1 napouaidetal n ta&ivépunon tou TpdpoU O
oxéan e 1o oUvOpopo nou autds avhkel (Consensus
Statement of the Movement Disorder Society - MDS,
1998)." H katdtaén auth napoucidlel apketés adu-
vapies. Mia cofapn aduvapia s eival du otnpidetal
tautdxpova oe KAIVIKG Kal arnofoyikd xapakinpiotkd,
dnploupywvias 1ol acdgeles kal afdnAoenikanUyels.

MNa napddeiypa, cUPPVa e Ty Katdtagn autn,
aoBeveis pe 1popo and veuponnnukd, h NAOXOVIES
and MoAucuotnpatkh Atpogia (Multiple System
Atrophy — MSA) , cupnepidauBdvovtal otny katnyo-
pia tou NapkivoovikoU tpdpou. Mia enions aduvapia
s eival éu dev nepidapPdvel npdopata dedopéva.
‘Eto1, nonfof «e€aptwpevol and 1o €pyo kal v Béon

(task and position-specific) tpdpoi» mbavda npénel
va gvtaxBolv otnv Katnyopia twv cuvopduwy Twv
duoTtovIkWY Tpopwv.? Ba npénel, nos, va onueiwOei
OU avapévetal pia véa katdtagn twv 1poPwy anod
AigBvn Etaipeia Kivnukdv Alatapaxav.

IAIONMAGHZ TPOMOZ (Essential Tremor)

i. Opiopos kal KAivika Xapaktnpiotkd

H opdda epyaocias ths MDS opilel ws kKAaooIkd
[610nabn Tpopo (IT) tov apgotepdnisupo, padfov
ena@pa aoUppeTpo, oo Bons A kivnons (KIvnukos
1P6W0S), 0 onoios agopd ta dvw Akpa (xépia — Bpaxi-
oves) kal niBava ouvdudletal pe Tpdpo KEPanns, Xxwpis
OPws v cuvunapén avapanns otdons / Béons tou
pénous.' Qs kivntukds opiletal o Tpdpos nou ekdNAw-
VETal Katd TNV eNItEAEon eKOUTiwv KIvhoewy. H ou-
xvOTntd tou gival 4-12 Hz kai napouciddel avtiotrpopn
ouoxéuon pe tnv nAikia.># Eva enions xapaktnpIiotkd

. /] EAAHNIKH
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Y146ns T, Acovdpdos A.

TOoU KIVNTKOU tpopou, otnv nepintwon tou IT, eival
N au&non tou €UPOUS TOU KATA TNV NPOCEYYIoN TOU
otdoxou (intention). Autd 10 XapaktNEIoTUkd tou IT
napanéunel og dlatapaxn s napeykePanidikns nel-
toupyias.> O1 aoBeveis pe IT ynopouv va eppaviflouv
eninAgov Kal 1popo Béoews, ouvhBws PE PIKPOTEPO
€Upos.* Qs Npos v evidnion, o IT apopd kupiws ta
avw akpa annd, onws npoava@épdnke, sival duvatdv
va npooPdnel kar dAdes neploxés OGNws o TPAxnios
(tpopos kepanns), ol puwvnukés XxopdEs, n yvabos kal
0 KAtw Gkpa. H ouxvotnta eppavions tou TpoUou
s ke@anns kupaivetal and 34-53% kai tou 1pduou
olayvos and 7.5-18%. &7&1

O IT Bewpeital yevika ou ivarl pia Bpadéws -
Aioodpevn diatapaxn,'? Pe auotepes tn SIGPKEIQ TNS
vooou kal tnv nAikia, va anotefolv avetdptntous na-
pdyovtes SlapdpPwaons tns dpIPUTNTas tou popou. '
Me 1o népaopa tou Xpovou, o TPOUos Unopsei va €€a-
nAwBel and ta xépia og AANES NEPIOXES TOU OWUATOS
6nws n kepann. To avtiotpo@o (apxikh egnAokn s
kepanns pe enakodoudn e€andwon ota dvw Aakpa)
Ba npénel va au€noel TS UNOYIES 0 OxéaNn PE TNV
opBotnta s Sidyvwons. 14

O IT diayyvwoketal AavBaopéva e Nocootd 10
onoio kupaivetal pyetau 37-50%.">1¢ Tus nAgiotes
WV MNEPINTWOEWY QUTMV MPOKEITAI YIA NAPKIVOOVIKO
h duotovikd tpdpo.> 7 Autd cupBaivel bidu, ouxvo-
10Ta, 0 YPOPOS NPONYEItal KAl Ta CUVUNAPXovIa nap-
Kivoovikd h ductovikd cupntopata dev gival akdpn
€udidkpita N unepkaAuntovial and tov éviovo TPOUO.
Ynv nePINtwaon auth n cuatnuatikh napakoiouBnon
ToU aoBevous ival avavukatdotat. Eva onpavuko
npoPAnua sival n éAReIyn cuvaiveons yia ta nola
kAIVIKG onpeia otoixeloBetolv th ductovia. Aol
ouyypageis xapaktnpidouv ws duatovia onoladnno-
€, €0TW KAl MNEPICTACIAKN, AOUPPETPIA TV OTA0EWY
aoxetws kAvikhs onpaoias,’” evd aAfor anartouy pia
eupavéotatn kAviké duotovikn diatapaxn.’ Enions,
eV Qaivetal va undpxel Koivh anodoxn tns oxéons
IT ka1 napeykepanidikns ducneitoupyias, NAPAPEVel
aképn unoé cudhtnon 1o €Upos s oxéons auths. O IT
ouvundapxel oe Nooootd 20% pe pdpo avanauons TA
(rest tremor), 0 onofos, 6GNws avapépape, egeavicetal
otav 10 akpo unoaotnpietal og oxéon pe t Baputnta.
H ouvunapén twv dUo 1pduwy ouxvd autdvel tnv
Baputnta tou IT."®H aruoAoyia ts ocuvunapéns IT
kal TA bev eival yvwoth. MBavonoyeital n diacnopd
ns naBoAoyoavatouias tou IT kal o€ ANAES NEPIOXES
tou KNX énws via napddeiypa ta Baoikd yayynia.

Zuvobd kAIVIKG xapaktnpiotkd

Ye oUykplon e avtiotoixns nAikias guaolofoyikous
udptupss, ol acBeveis pe IT eypavidouv duoxépeia Ba-
dions og €ubeia ypappn, n onoia dpws eival ydAnov
nnidtepn and v speavi¢dpevn oe aoBbeveis pe dNAes
napeykepanidikés diatapaxés. Enions, ta npofAnuata
oty opBoatdtnon kai tn B&dion ival nio eppavh o

aoBeveis pe IT npoxwpnpévou otadiou (Ueyanutepn
b1dpkela véoou), yeyovos To onoio unootnpiel kAvikd
v Unapén napeykepanibikhs duoneitoupyias otnv
nepintwon tou IT.>?° Mepartépw evoiapépovtos gival n
napatmpnon éu n aiBavénn, n onoia kataoténel tov
IT twv dvw akpwv, eaivetal 6t og kdnolous acBeveis
pe IT Beducovel onpavukd v ataikn Badion. e pia
peném, n katavdiwon aiBavonns (0,45%) odnynoe
o onpavukn BeAtwon s BaBuodoyias s atagias
Kal tou apiBpou twv Nabv katd i Badion o€ ne-
piotaukd IT, v enibeivwoe TS NAPAUETPOUS AUTES
otous QuolonoyikoUus paptupes.?2? TéAos. unootn-
piCetal 6u o IT mBavé cuvodeletal and NMIES yvwol-
akés dlatapaxés Kabws kal 1I61aitepa XapaKINPIoTUKA
npoownikdNtas.?3

ii. Eménpiofoyia

O IT Bewpeital 6U €ival n Mo KoIvA Kivntukh diata-
paxn kal eppavicel caghn KANPOVOUIKOTNTA AUTOOWHA-
UKOU €NIKPATtNTKoU tUnou pe pyeydnn dieiodutukotnta,
av Kal aképa dev éxouv avakaAupBei yovidia nou va
oxeti(ovtal e TS OUVNBEIS HOPQES TOU.” AUCTUXWS, T
endnpionoyiké dedopéva yia tov eninodacpo tou IT
napouclalouv ealpetkd eupeies anokioels kal autd
niBavd oeinetal — ektds Twv dIaPopmY Twv eNdN-
piodoyikwv ueBddwv kataypans kai eneCepyaaias
otoixeiwv — Kal otn GUOXEPEIa va opIoTEl autds ws
biakpith kAvikA ovidtnta.'’

iii. Exepoyévela kai Kataragn wou IT

Mapd tn peydnn ouxvotnta epgavions tou IT,
e€akofouBei va undpxel €AREIPN cup@wvias akdun
Kal PJetaty twv €1dIk@v ws npos tov opiopd tou.'?
Av kal nanaidTePes avapopEs EXouv unootnpitel ou
o IT anotensi pia eviaia ovtdtnta,* ta tefdeutaia 30
xpovia kepdilel oNogva kal nepioadtepo €5aPos n
anoyn 6u autds Napouaciddel oNPAvUKNA ETEPOYEVEIQ,
n onofa 6gv nepiopiletal pévo o kAIvikd eningdo,
annd napatnpeital kal og emidnpionoyikd, nabono-
YyOavatopIkd, YEVETKO Kal Bloxnuikd eninedo. Eav,
paniota, oupnepINABouUpE ota napandvw v noikiAn
avtanoékpion otn GApPUAaKeUTKA aywyh kabws kal
us niBavés oxéoels tou pe anfes nabnaels, Ba pno-
poUoape va unoBéooupe 6T SIAPOPES ETEPOYEVEIS
O1aTapaxEs e NPOEEAPXOVTA TOV TPOPO OVOPAOTNKAY
ounAnpony IT.1217.25

O1 Marsden kai ouv. unoactnpidovtas 6u o IT dev
anotenel autotenn ovidtnta, Tov Katétacav os 4 uno-
wnous:

* TUnos | (enitaon gualofoyikoU 1péuou)

e Tunos Il (eppavicel kAnpovouikétnta, SpIPUTEPOS
tou |, npokanei Babud avannpias, ocuxvd agopd kai
ta xgifn, tnv Kaww olayva, I yanooa, T wvh,
Tov 1pdxnno (KePANI) Kal HEPIKES POPES Kal Ta KATW
akpa)

¥ EAAHNIKH .
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1610nabns tpdpos: Newtepa dedopéva

¢ Tunos Il (cuxva anoteei v e&€niEn tou Il, npokanei
ocoBaph avannpia, odnysi ouxvd og OTEPEOTAKTKNA
VEUPOXEIPOUPYIKA enéppacn oto Banauo)

e TUnos IV (un €1b1kds KIVNTIKOS TPOUO0S TWV Avw
AKpWV ws CUPNTWUA UNOKEIPEVNS DIATAPaXns M.x.
kAnpovopikh anopusAivwtkh veupondBeia, duoto-
via, véoos Mapkivoov).2®

Méxpl auypns, 6ev UNApXxel KOIVWSs anodekth Katd-
1aén v niBavdv unokatnyopidv tou IT. Ev toutos,
undpxouv apketd 6edopéva, Ta onoia Napanéunouy
o€ etepoyévela tou IT. Na napadeypa, n nAikia évap-
&ns (Npwipn — éyipn, pe dplo ta 65 ) kal 1o ol-
Koyevelakd 10toplké (kAnpovopikdtnta) anotefolv
Baoikés napapérpous katnyopionoinons Kal touto
Adyw tns Slapopds s NaBoAoyoavatopikAs EIKOVAS
HETAEU Tou Oyipou IT Kal Tou KANPOVOUIKOU NPWIUNS
éVGp&nS |T'12, 27,28,29

Yndapxouv enions dedopéva and t dnuioupynHei-
oa 10 2003 Tpanela Eykepdnwy yia tnv pedgn tou
IT oto Maveniothpio Columbia, ol onoies apopouv
o€ 33 nepintwoels IT kal 21 pdptupes kar avédeiEav
naBonoyoavatouiké euphpata os 6nous (33) tous
eykepanous aoBevav pe IT. O1 naBodoyoavatopi-
kes andolmoels twv acBevav pe IT napanéunouv o
buo diakpités opddes: n npwn (n = 25, 75.8%) e
npoéxouoa napsykepanidikh ekpunion (eAdttwon
nAnBuopoU kuttdpwv Purkinje) kai n deltepn (n = 8§,
24.2%) pe napoucsia cwpatiwv tou Lewy oto eyke-
eanikd oténexos (napaniayn tou IT «petd cwpatiwy
oU Lewy», LB variant).19

Yndpxouv, t€Nos, aneikovioukd Kal VEUPOPUOIO-
Aoyikd dedopéva anod penétes petafonns tou oudou
XPOVIKNS B1aKPIoNSs Twv owpatoaiobnukwy epebi-
opdtwy (somatosensory temporal discrimination
threshold - STDT), ta onoia mBavoév va pnopoulv va
Slakpivouv TS NEPINTWOEIS PE PEUOVWUEVO KAl EVIO-
niopévo (isolated) tpdpo and us nepinwoels pe IT,
6nou n dokipacia auth givar pualonoyikn.>°

iv. Alayvwoukn Mpooéyyion

Ynpavuké npéBAnpa on didyvwon tou IT gival
06U ouxvétata auth tibetal Adyw anokAeicpou anfwv
POV Kal enions 6T Gev UNAPXEl ouUVaiveEoN wS NPOs
ta kAIvIKa 6pla tou KEBe tpdpou. MNa napddelyua,
0 veuponaBnukds, o enayduevos and GAappUaka, o
Aeitoupyikés, anid kal o elepdNAgUPOs TPOPOS KATW
dKpou pnopoulv ecpanuéva va xapakinplotouv ws IT.
O 6¢e kaB' eautdv 6pos 16ionabns dnpioupyei clyxuon
Kal 6ev napanéunel og KAnola NePIyEypappévn vooo-
doyikh ovtotnta, napdt tov diakpivel KANPOVOUIKOTN-
10 auTooWUATKOU ENiKpatnukoU winou. Mpofninpata
enions npokuntouv and v €Angiyn cuvaiveons ws
npPos ta veupoguaolonoyikd, naBonoyoavatopikd anid
Kal emdnpionoyIkd XapaktnpIoukd tou IT.%

Kataotdoeis o onoies pnopei AavBaopéva va ekin-
@Bouv ws IT €ival o augnpévos pualonoyIKds TPOUOS,
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0 duoToVIKOGS TPOHOS, N vwTalonapeykepanidIikn ata-
&€ia winou 12, 1o olvbpopo tpdpou-atatias eUBpau-
otou X (FXTAS), o puBpikoés @nolikés pudkiovos, o
popos 1ou Holmes, o kafonBns tpopwdns napkiv-
ooviopoés (benign tremulous parkinsonism, BTP). O
tefeutaios avagépetal éu pdAnov Gev anavid otnv
Aefovidna adfd éxel kaRonBn nopeia kar nabono-
yoavatopikn 1kéva.336 O auEnpévos puaolonoyikds
TPOUOS €ival évas PEIKTOs (BEoews-KIVNTKOS) TpOU0S
pe ouxvotnta 8-12 Hz (peyadutepn tou IT), evioni-
(bpevos ota dkpa kal tn wvh anid éxi oto KePani
Kal P xapnAdtepo €Upos KIvnTKoU TpdHoU and tov
KIvnTUKS tpdpo tou IT. Ennpeddletal onpavukd and
ouvaloBnuaukh katdotaon kal niBavé napouciadel
au&non tou €UPOUS ToU WE TNV NApodo tou xpbdvou.>

YUpQwva pe ta BecnioBévia kAvika KpIthpia tns
Aigbvous Etaipeias Kivnukmv Alatapaxav (Movement
Disorders Society), ta onofa avaBempnBnkav and
v Opada Epeuvas yia tov Tpoéuo (Tremor Research
Group)," 3 o IT opiletal ws 0 EPPAvAS Kal ENIUOVOS
aP@OTEPONAEUPOS TPOU0S BECEWS TwV dvw AKPWVY
(xelpv kal Bpaxidvwv) Pe N xwpis cuvinapén kivn-
uKkoU 1pduou, Tou onoiou n epeavion xpovonoyeital
toundxiotov ano 5etias. Ta &€ kpithpia anokAgIopoU
nepifapBdavouy tnv ouvinapén dARwv veupoAoyIKwv
onpegiwy, v Napouasia yvwotdv artiwv nou eubuvo-
VIal yla Ty €nitaon tou guaolofoyikou tpouou, tnv
tautdxpovn ékBeon o€ pdppaka ta onoia npokanoluv
PoOU0 N Tpopbdels kataotdaoels Adyw andoupons
PApPAKoU, AUECO N EUPECO TPAUUA VEUPIKOU OUCTh-
patos o€ S1dotnpa IV pnvayv and tny évapén tou
1poUOoU, Yuxoyevh 1popo, ooPapés evoeitels aipvidias
évaptns hn taxeias eGeAIENS.

210 10T0pIKO TOU MACXOVIOS NMPENEl va NepypaPo-
vtal Nentopep®s n nAikia ekbhAwaons tou tpduou, ol
MEPIOXES EVIOMIONS (M.X. Ta Xépla N TO KEPANI), oI na-
pAyovtes nou tov ekAUoUY, N Tov ENIBEIVAVOUV (M1.X. TO
ypdwiyo Kal n ekovoia kivnon) adfd kal autof nou tov
enattcovouy h tov katanadvouy (n.x. avdnauon). AAnes
anapaitntes NANpo@opies apopolv otnv enidpacn
s aiBavénns eni Tou 1pdPou, N Nopeia autoU PE
v NApodo Tou XpOVOU Kal TO OIKOYEVEIAKS IGTOPIKO
(kAnpovopikétnta). EninAéov, to 10T0pIké Npénel va
nepifapBaver Aentopepn kataypaen s npéoAnyns
Ka@eivns, Us KanvioUKEs CUVABEIES Kal Ta PAPHaKa
nou pnopei va npokanéoouv N va enideIv@moouy évav
nén undpxovia pépo. Or acBbeveis pe unepBupeoel-
dlopé pnopei va napanoveBoulyv yia andisia Bapous,
avnouxia, euepeBiotdtnta Kal epidpwan, €101 WOTE
O€ Nepintwaon cuvunapéns 1poépou Pe onolodnnote
and autd ta cupntopata Ba npénel va diepeuvnBei
10 evbexdpevo autd. Or aobeveis pe vooo tou Map-
KIvoov ouxvé napanovouvtal yia Bpadukivnoia kal
duokapyia. O &g 1POUOS T0 CUVNBECTEPO ENIKPATES
etepoénneupa. O1 aoBeveis, tnos, pe SUoTovIKO TPOHO
pnopei va Slapaptupovial yia aioBnua dnyous kal
HUiKAS Tdons Tou AKpoU nou epeaviel 1pdpo.2230
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KAivikn E€€taon

Katd t &idpkeia s kAvikns e&étaons, Ba npénel
va npoacdiopilovtal o NEPIOXES EVIOMIONS TOU TPOUOU
kKaBws kal n dpactnpldtnta N Katdotaon, n onoia
ouvbéetal Pe tnv eppavion autou (n.x. Béon h kivnon
tou pénous). Eva enions onpavukd xapakmnpiotko
gival n ouxvotnta tou pdpou (xapnin < 4 HZ, pétpia
4-7 Hz kal ugnAn > 8 Hz) kaBws kal av o Tpduos
eival pyepovwpévos (isolated) n ouvduddletal kal pe
annn kivnukn diatapaxn (combined). 2> O tpdpos
avénauons twv avw akpwv gival cuvhBws napwv
otav o aoBevns eival kAvApns, kKaBNPEVos, PE Ta XEPIa
avanaudpeva ota pnpdtoad tns noduBpdvas, h akdun
Karl katd tn SIdpKeEla TS Kavovikhs atdons kal Badions.
O tpodpos Béons epgavidetal 0Tous NPOTETAPEVOUS
Bpaxioves (blathpnon Béons evavua otnv enidpacn
s Baputntas). O b€ kivnukds Tpdpos eppavidetal
katd tnv ekbhNwon ekolaias kivnons (Nx Katd
dokipaoia «beikins-pis», PETAyYIoN UypoU, ypapn
h oxediaon tns Zneipas tou Apxipyndn. Av o 1popos
EMIGEIVVETAI KATA TNV NPOCEyyIon ToU AKPOU OT0
OTOX0, 0 TPOHOS XAPAKINPICETal ws TPOU0S NPoBEéTEws
(teikos). Mapd 1o yeyovos 6T 0 KIvNTkds TPOHOs gival
10 KUpIO Xxapakwnpioukod tou IT, ol acBeveis pe vooo
tou Mdpkivoov, unepBupPeoeIBIOUO, EVICXUPEVO QUOI-
ofoyiké tpduo, Kal duatovia pnopei enions va éxouv
tétolou €idous tpopo. H paivopuevoioyikn diagopd
T0U TpoPoU Bécews otnv nepintwon tou IT o oxéon
HE TOV avTioToIXO MApPKIVOOVIKO gival 0T O MPWTOS
éxel va Kavel pe t 61ad0oXIKA KAPYN Kal €Ktaon tou
Kapnou, ev o §eUTEPOS UE TOV NPNVICHOG — UNTUACHO
s nandpns kal/h v anaywyn — npooaywyn tou
peydniou ddktuniou.?>22:30

MapakAivikés EAsyxos

O napaknivikés éneyxos dev eival anapaitntos yia
T0US neploodtepes aoBeveis pe unoyia IT, KaBs n
diGyvwaon Baoietal otn ANwn Tou 10TopIKoU Kal Ty
kAIvIKN €Eétaon. ©a Tov XPEIoTOUPE oTNV NEPiNTwon
aoBevoUs pe Tpopo Kal CUPNTOPATa N onyeia unep-
Bupeosidiopou. e acBevh nAikias piIkpdtePNs Twv
40 €1y, n pgtpnon s ogpounfondacpivns opou Ba
diepeuvnoel tnv mBavétnta s vooou tou Wilson, n
onoia Pnopei va €xel ws evapktnpio cUUNTwUa tov
podpo Bons 1 kivnons. H payvnukh topoypagia
eykepdnou eival xpnoiun yia tov anokieiopé dopl-
kv BAaBv, 6nws n.x. otnv nNepintwon tou 1po-
pou Holmes. Agitoupyikés aneikovioukes pébodol,
Onws 1o onivBnpoypd@nua Bacikwyv yayydiwy pas
enitpénouyv va diapopodiayviaooupe tov IT and tov
P60 s vooou tou Mdapkivoov.3 L& veupopuolo-
Aoyiké eninedo unopei va yivel enions pia NOCOTKA
avaduon twv d1apopwV NAPAPETPWY TOU TPOUOU HE
wnolakd enitaxuvolduetpa (accelerometers), ta onoia
npocapuolovial ota dkpa nou tov epgavifouv.® Xe
nepintwon &g nou o IT cuvbuddetar kar ye ann ki-

vnukn Siatapaxn (combined), tdte n digpedvnon Ba
npénel va v oupnepIndper.

v. IXxéon 161onabous tpépou kal vooou
Napxkivoov

H mBavétnta ouoxéuons tou 161onabous tpduou
(IT) pe tn véoo Parkinson (NIM) anotenei avukeipevo
diaBouneuons ta tedsutaia 200 xpdvia. To 1817, o
James Parkinson, otnv nepipnun npaypateia tou An
Essay on the shaking palsy, oxofiace tn S1dkpion peta-
€U s «tpopmbdous napdaduansy (paralysis agitans) kal
TOU «YEPOVTKOU Tpduou» (senile tremor).*' To 1888,
woto6oo, 0 Gowers enichpaive ot «eival augifono
€AV 0 YEPOVTIKOS TpOUO0S dlagépel ni tns ouaias and
v paralysis agitans» kar 6u «uUNApXouV NEPINTOEIS
UE xapakthpa evdidueco petaty twv dUo kataotdoe-
wv».*2To 1949, o Mjones diatinwaoe tnv undBeon ot
o 161o0naBns tpoépos cuviotd pia «forme fruste» tns
vooou Parkinson,® ev, tnv idia xpovid, o Critchley
avtételve 6T n ocuvunapén IT kar NM o évav aoBevn
elval ouvEnela Tou yeyovotos 6Tl apPotePEs anoteouv
600 noAU KoIvEs Kal GUXVES vdoous.?* Mapdpola Béon
uloBétnoav apyotepa (1993) ol Pahwa kai Koller.#
Tnv tefeutaia dekaetia, wotdoo, to Béua s mba-
vns dlacuvdeons IT kal NIM enavhiBe duvapikd oto
nNPooKNVIO Péow plas ogipds dnpooieUoewy, Nou
napéxouv enmdnpionoyikd, naBonoyoavatopikd Kal
QMNEIKOVIOUKA ENIXEIPAPIATA UNEP TNS dnoyns auths.
And v &4nnn, ta enixeiphpata dev Aginouv kar and
v anévavu neupd, nou eEakonouBei va avukpouUel
v Unap&n ouciactkhs cuoxsuons 161onabous 1po-
gou kar véoou Parkinson.

Ta otoixeia Mou cuvnyopoUv unép ts Unapgns
biaouvdeons petau IT kar NIM eival ta akéAouba:

(a) n uynAn cuxvétnta cuvunapgns NN os aoBeveis
e IT84 (avagépetal 5nAdoia ouxvotnta ocuvdnapéns
Twv dU0 OIaTaPaxXMVY OE OXEON PE TNV AVAUEVOUEVN
oto nAiaiolo s tuxaias cuuntwons)>*

(B) n napatpnon 6t o€ aoBeveis pe ouvunapén IT
kal NI, o napkivooviopds naayimvetal oty nAgupd
nou epgaviel n peyanutepn Paputnta T4

(y) 0 au€npévos kivouvos ekdbnAwaons NIM o€ aoBe-
veis pe IT (éxel unootnpixBei éu o IT cuviotd napdyovia
KIvdUvou yia tv eugavion NIM,>> ol ndoxovies and IT
epgavilouv 4-5 popés uynidtepo kivouvo ekdhnwaons
NM otn &idpkela follow-up*® kal nepinou 10 20% twv
acBevav e 10topikd IT Ba ekdnAdoel otnv nopeia
Kal NapKIvooviopé®)

(6) n uwnAn ouxvdTNTa OIKOYEVEIOKOU I0TOPIKOU
IT oe aoBeveis pe NIM og yeveukés enmdnpionoyIkEs
peNétes >0

(€) n avddeIEn hniou npoouvanukoU VIoNapIvepy!-
KoU endeiypatos og aoBevels pe IT nou uneBAnBnoav
oe DaTSCAN>">2

(ov) ta naBonoyoavatopikd euphuata Nou ava-
deikvUouv v Unapén cwpatiowv Lewy og aoBeveis

¥ EAAHNIKH .
NEYPOAOTIKH Neuponoyia 26:5-2017,6-15
=) ETAIPEIA



1610nabns tpdpos: Newtepa dedopéva

11

pe IT (LB variant — napaddayn IT petd cwpatiov
Lewy)??

(O n napouaia tpéuou npepias o aoBeveis pe IT'S
(ue autous nou epeavifouv Kal TpdPo NPEPias va na-
oxouv and IT peyadutepns didpkelas Kal Baputntas®)

(n) n nepiypapn eniBpaduvopévwv KIVAGEWY OE
aoBeveis pe IT (nou PePaiws oxetiovial NpwTioTwWs
pe tnv napeykepanidikh duonetoupyia kal beUtepeU-
Oviws pe Ppadukivnoia)>>3

O avtidoyos eNIKEVIPMVETal KUPiws OTo Kaiplo
¢htnpa tns opBns kAvikhs didyvwons. Eival yvwotd
6u n NIM unopei va ekdnAwbei pe npoéxovia 1pouo
evepyeias, ev o 1610nabhs tpopos va cuvodeletal
and afloonpeiwto 1poéuo npepias.! Katé ouvéneia,
touAdxiotov KAMNoIes NePINTWOEIS PE cuvunapén Kal
niBavoioyoUupevn petdBaon and tn pia diatapaxn
otnv anAn ynopel anids va opsidovtal og eopafuévn
biayvwon IT avt yia NI (kar avtiotpo@a).®® Aev €ival
Aiyor autoi nou unootnpifouv Nws n 16éa éu KAnolol
aoBeveis pe IT unopei va eppavioouy «UETATPONn» Tou
IT oe NINM npokanei ouyxuon kal NPENEl va ano@eu-
yetal. Yndpxouv acBeveis pe NIM nou dieyvobnoav
eopanpéva ws IT kar aoBeveis pe IT nou petayevéotepa
- Kal oupntwpatkd — npooeBAnBnoav eninpocbé-
s and NIM. 7 Tn &diapdxn ouvinpouv ta nabono-
yoavatopika suphpata anoé v Tpdanela Eykepdnou
s Arizona Study of Aging and Neurodegenerative
Disorders, oUugwva pe ta onoia dsv napamphBnke
augnpévn napouocia cwpatiwv Lewy otous eykepd-
Aous acBevv pe IT og oxéon pe tous paptupes.®’
Eival, Aomdv, noAu nbavé 6u, otnv NAEIOVOTNTA TWV
NePINTWOEWV aoBevv pe IT, n Nnapoucia cwpatiwy
Lewy otov unopénava téno (locus coeruleus) ouviotd
kaBapd cupntwpaukod elpnua. Ta cwpdua Lewy
avadeixBnkav oe noAU nAikiwpévous acBeveis, nou
énaoxav and IT yia dekaeties kal Bswpeitar e€alpeu-
k& aniBavo va Atav napévia n, os kKABs nepintwon,
va diadpapducav aiuoAoyikd péAo dtav o TPdHos
eKONAWBNKE yIa NpdN Popd.>s

Eivar npogavés éu n Auon o€ autd nou €xel ano-
kANBei 1o «aiviyua IT-NM» (ET-PD Conundrum) anéxel
nonu and to va 0Bsi. H 16eath penén nou Ba Sie-
peuvhoel v Unapén BroAoyikns ouoxéuons IT kar NI
Ba npénel va nAnpoi us akdAouBes npolnoBéaels:

e [oAuKevTpIKA, MPOONTIKA PEAETN PAKPOXPOVIAS
napakodouBnons

e AiGyvwon IT oUupwva pe oaphn kal anodektd
dlayvwotukd kpithpia

® [1epIodIkes KAIVIKES EKUPNOEIS PE TN Xphon KAl-
pdkwv 1600 yia tov IT 600 kal tn NIM (UPDRS)

e Aneikévion pe DaT-SCAN otnv apxnh kai 1o t€Aos
tou follow-up

e AAyn Selypdtwy yia peNAOVTKES YEVEUKES OU-
oxeuons IT kar NI

e MaBonoyoavatouikh e€taon twv eyKePANwY Twv
aoBevdv kal twv Japtipwv>®

Neuponoyia 26:5-2017,6-15

vi. ©gpanguukn avupetwnion 161onabous

1poépou

H napouaia tou 161onabous pduou Gev éxel nNd-
viote duopevh avtiktuno otn AEIToUpyIKOTNTA ToU
aoBevous. Autd €xel ws OUvENeia n Bepaneutkn avi-
petwnion tou IT va pnv Kpivetal naviote anapaitntn,
eCaptmpevn anod us eKAoTOTE avAyKeS Tou acBevous.
Ye noAnés, wotdoo, NepIntwaoels o IT npokanei co-
Bapn Asitoupyikn eniBapuvon, Ye anoténeoua n avu-
HETMNIoON ToU va kpivetal anoAutws eniBeRAnuévn.
Opws, napad tov uynio emnoAacpo tou IT, ol péxpl
ohpepa Siabéaipes Bepaneutikés AUOEIS anéxouv noAu
and 1o va xapakinploBouv ws enapkeis, debopévou
Ol Ol NEPICCOTEPES PAPHPAKEUTIKES EMIAOYES EXOUV
évoeItn yia tn Bepaneia dNAwv Kataotdoswy (M.x.
avuermAnnukd, B-blockers), afid kai éu ol nepio-
0o6tEPES kateuBuvtnpies odnyies SiaBétouv xapnio
eninedo tekunpiwons.®!

Me Bdon ta onpepiva dedopéva, N PAPUAKEUT-
KA avupetdnion tou IT givar paAdov napwxnuévn,
bebopévou 6u ws pdpuaka ekAoyns e€akonouBolyv
va Bewpouvtal n nponpavoidin kal n neipidovn
(appotepa xpnaolpgonomBnkav tn dekagtia 1970 -
1980). H evbiapépouca npooBAKn tns tonipapdns
otV NPWIN ypauun, YE PYepIkh anotefeopaukotnta
OTNV QVTPETMNION TOU KIVNTKOU tpdpou tou IT, dev
Qaivetal va diapoponolei pidikd 1o ydndov avaipi-
K6 Bepansutkd pas ondootdaolo (évas otous TPEIS
aoBeveis pe IT diakontel tenikd  ANYN apudKwve?).
Mpooeata n xophynon 1-octanol pe petafoditn 1o
oktavoikd o€, to onoio eugaviel Spdon avtiotoixn
s ailBavénns, €dei€e onpavukd euepyetkd anotené-
opata oty avupetonion tou IT.84

Ytov lMivaka 2 oxnpatonolouvtal ta ¢Aapuaka nou
Xpnaolponolouvtal CAPYEPA OTNV avUPETDNIoNn tou IT
KaBds kal 1o enfnedo TekPNPIWoNs TwV OXETKWY Ka-
teuBuvinpiwyv odnyidy. 5364

O ev ww PdBel eykepanikds epebiouds Tou Bafdpou
(Vim DBS) eival n Bepaneia ekAoyns yia Us avOeKTIKES
OtnN PAPHPAKEUTKA aywyh nepintwoels IT, nou npo-
kafoUv coPapnh Asitoupyikn eniBdpuvon. Yndpxouv
avagopés yia anotefeopaukdtntd peyanUtepn tou
90% o¢ follow-up 1 - 2 €1wv.%> Xe 6,u apopd
pakponpdéBeoun acpdnela kal anotefecpatkotnta
tou Vim DBS otov IT vivetal Adyos yia BeAtiwon s
té€ns tou 54% Giatnpolpevn yia 9 — 13 €n,% evd
n ducapBpia kal ol diatapaxés Icopponias eival ol
OUXVOTEPES aveNIBUUNTES evépyeles.®’

H avapopd ous enepPaukés Bepaneies tou avBeku-
KoU otn pappakeutkhn aywyn IT Ba kAgioel pe ta aiol-
660€a véa nou anoppéouv and v npdoeatn (louios
2016) éykpion and tov FDA tns Badapotouns péow
unepnxwy unéd kaBodhynon e payvnukn topoypaeia
eykepdnou. H Badapotopnh MRgFUS (MRI-guided
focused ultrasound) a€lonoinog, and tn pia, T pakpo-
xpovn euneipia and us oTEPEOTAKTUKES BanapoTopEs
(nou anoténeoav tov Baciké NUAWVA TNs XEIPOUPYIKAS
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Mivakas 2

Mpwtn enidoyn (Bepaneia exnoyns)

e [ponpavoidnn (40-320 mg/ny.)
e [Mpipdoévn (62.5-750 mg/np.)
e Tonipapdtn (50-300 mg/ny.)

AeUtepn emidoyn (MOavws anoteAecpatikn)

e Atevondénn (50-100 mg/np.)

e YotanoAn (80-240 mg/np.)

e [kapnanevtivn (1200-2400 mg/ny.)
e Adnpalonidun (0.75-3 mg/ny.)

Tpitn emAoyn (Suvnukws anoteAeopatikn)

e KAovalendun (0.5-6 mg/ny.)

e Kfolanivn (6.25-75 mg/ny.)

e ®Aouvapidivn (10 mg/ny.)

® Nadondénn (120-240 mg/ny.)

e Nipgodinivn (120 mg/ny.)

e EyxUoeis afdavukns togivns (Botox)

ZUotaon yia ano®uyn xopAiynons

3,4-61apivonupibivn

¢ Aketalonapidn, apavtadivn, Aeeupaketdun, nivéoAdnn, paloddvn, piptalanivn, vigedinivn, Bepanapinn, iooviadidon,

Avenapkeis evoeieis

e Onavdanivn, npsykapnanivn, uaykapnivn, {ovicapidn, sodium oxybate

avupetmnions tou IT us dekagties npiv v eloaywyn
tou DBS) kal, ané v aAnn, to napenBév s xphons
ungphxwv yia npdkAnon evbokpaviakov BAapov
(uetd and kpaviotopn) o AoPotopés tn dekaetia Tou
1950. Katd v enéppaon, o acBevns tonobeteital pe
OTepEeOTaKTIKG NAaicIo OTov Payvnukd TOPoypaQo, O
onoios gival ouvbedepévos e évav PETATPONED UME-
phxwv. Me tov acBevh og gyphyopon, N akouotikh
evépyela au€dvetal diadoxikd (utionoinon) péxpi va
netuxel Beppokpaaies Ikavés va enitixouv tn Bepo-
topn tou Banapikou 1otou (cuvhBws 55 éws 60° C).
H otauoukd onpavukn BeAtiwon tou tpduou, nou
napatnpnBnke otous acBeveis nou unePnnBnoav oe
ungpnxoypa@ikn Banapotopn évavu s opddas ns
elkovikhs digyepaons, diatnphBnke toundxiotov éva
€10S PETA TNV napéuPaocn. Xe 6,1 apopd us aveniBu-
UNTes evépyeles, dnws os KaBe Banapotoun, napa-
nphBnkav diatapaxés Padions kar aioBnukdtntas.

Zupnepacpatka

Ta tefeutaia xpovia oNoéva kal nAnBaivouv ol ev-
Oeitels 6T o 161onabns 1pdpos dev ouviotd yia eviaia
vooodoyikh ovtdtnta, addd npdkertal yaddov yia pia
etepoyevhn Siatapaxn. Ta KAIVIKE XapakinpIoukd s
ouxvoTtEPNS KIvNTKAs Slatapaxns ouxvd adinAenika-
Auntovtal ye dAna tpopmdn clvdpoua, vd amnou-
016louv 1600 pIa OUVEKTIKA Bedpnon s QUOIKNS
lotopias 600 Kal Pia eviaia anodekth Npooéyyion tns
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unokeipevns naBofoyikhs avatopias tou IT. Kdw and
Tov 6po - «opnpéna» 161onabns tpdpos eaivetal ot
undpxouv NepIoooTtepes, BIAKPITES, KIVNTIKES diatapa-
x€s, ol onoies ogpeinouv va enavanpoodiopioBoulv pe
Bdon tnv aronoyia tous. Kau tétolo Ba anotenéoel
Vv ouclaotkh npolndBeon avantuéns Biodoyikd
e€e1bIkeupévwv Bepaneutk@y napepBaoewy yia ou-
YKEKPIPEVES TPOUWOEIS Slatapaxés.?®
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16 REVIEW ARTICLE ANAXKOIMHZH

KAINIKH MPOZEITIZH TOY AX©ENOYX ME XOPEIA

Mnpéla M., Koutons I"., Kapabrua I"., Mdvas M., létayas K.
A’ Neupodoyikri KAvikn EGvikoU kai Kanobiotpiakou lNaveniotnuiou ABnvav, Alyivitelo Noookopigio

MNepiAnyn

H xopeia €ival pia unepkivnukn dlatapaxn nou pnopsi va epgaviotel oto nAaiolo noAAwY voonpdtwy Kal
ouvopopWY, 10O KANPOVOUIKMY 600 Kal eniktntwy. To napdv dpBpo bivel cuvontkd oToIXEia yia TNy nNpo-
oéyylon Tou aoBevous ue xopeia kal t dlagopikn, artoAoyikh tns didyvwaon. Mpoteivetal évas diayvwaotikds
afydpIBUos yia T yevikn Npocgyyion tou aoBevoUs Pe xopeia kal avadUovial hepikd and ta ouxvotepa aita
xopeias. TéAos, napatiBetal N PUPPAKEUTKA AVTIPETWDNION TNS XOpEias Kal oplopéves vedtepes eCeNitels pe
kAIvikh onpacia.
Né€eis eupetnpiou: Xopeia, xopeia Huntington, Huntington disease-like cUvépoua, eniktntn xopeia

CLINICAL APPROACH OF THE PATIENT WITH CHOREA

Breza M., Koutsis G., Karadima G., Panas M., Potagas C.
1st Department of Neurology, National and Kapodistrian University of Athens, Eginition Hospital

Abstract

Chorea is a hyperkinetic movement disorder that can be observed in many hereditary or acquired dis-
eases and syndromes. The present review offers some clinical information about differential diagnosis and
etiology of chorea. A diagnostic algorithm is proposed and the most common causes of chorea are dis-
cussed. Some of the conditions where chorea is present are briefly described. Finally, the pharmacological
treatment of chorea is discussed, and some recent, clinically significant advances in the field are outlined.

Key words: Chorea, Huntington’s disease, Huntington disease-like syndromes, acquired chorea

Eicaywyn

O 6pos xopeia neplypdeel €va onpeio, tnv napouaia
akoUolwv KIVAcewv ol onoies napeufdannovial
OtnV KAvoviKh KIvntkh 6paotnpidtnta tou atdpou
nou polddel €tol va xopeUel. OI XOPEIaKES KIVACEIS
eivar aipvidies, ouviopns didpkelas, onacpwoIKES,
anpoPNenTes, un PUBUIKES, OUVABWS NEPIPEPEIAKES,
dokones Kal —kupiws— akouaies. Epgpavidovtal ota
B1apopa PéAN ToU OWPATOS Kal cUXVA peTakivouval
and pia nepioxn tou cwpatos og aadn (1). Ol
XOPEIOKES KIVAOEIS anoteNolv ANAote Kevipikd
kal dAnote deutepelov onpeio —gite and anoyn
dlayvwoukns onpacias eite and dnoyn ouxvotnNtas s
EPPAVIONS Tous— Nolkinwv dlapopetkwy nabonoyikmv
KATOOTAOEWV.

O1 xopelakés autés KIvhoels per se dev gival
«avwpanesy («abnormal») kKivAcels, cUUQWva e
oV 6pO MOU, ATUXWS, €XEl ENIKPAThoel atn SieBvN
BiBAioypagia. O 6pos eival NavBaopévos b6t 16oo
and qaivopevonoyikh 600 kal and veupopualonoyikn

anoyn ol KIVAGEIS aUTéS KaBautés Oev €Xouv Kavévav
avapano n naBoloyikd Xapakthpa Kal dev undpxouv
nepIPePEIaKE NAEKTPOPUOIOADYIKA XapaKINPIoTKA
nou va dilakpivouv afiénicta tn xopeia anod
QuolonoyIkés KIVACEIS h dANEs akoUales KIVAOEIS
(2). Ekeivo nou cuviotd avwpadia gival n dtonn kai
AKaipn eueAvion Tous oto NAICIO PIas CUYKEKPIUEVNS
Kivnukns dpactnpidtntas n onofa dev SikaloAoyel thv
napouaia tous.

H @uaoiodoyikn Kal avatopikn Bdaon
TWV XOPEIOKWV KIVACEWV

H xopeia ouviotd pia affoiwon kar diaotpéPAwaon
v «motor patterns», dnAadh twv autdpatwy h
QUTOPATONOINPEVWV KIVNTK®OV NPOTUnwy nou gival
anapaitnta yia tny ogani kal anoteNeopatikh
dieknepaiwon kdBe kivnukhs dpactnpidtntas (n.x.
Badion, cuAAnyn, owidia...). H afdoiwon auth
oupBaivel ous kataotdoels nou dlatapdccouy tn
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Aertoupyia twv Baoikwy yayydiwv nou apopd
pUBuIoN twv BafapoeAolikdy anaywywv YEow
s avaotonns twv Bafapikwv nuphvwy and
v wxpd opaipa, tous unoBanduious NUPNVEs
kal tov avactadukd veupodiaBifaocth GABA
(y-apivoBoutupikd ofu). MoAnoi épws afnol
veupodiafifactés pnopei va naidouv pdéio otnv
naBoguaionoyia s xopeias, Kupiws n vionayivn Kal,
161aitepa, ol unodoxeis tns D1 kal D2. Enopévws, ws
Kpiolpes OOUES OUS XOPEIaKES SIATAPAxES, EPnnékovial
10 KENUQOS, N wxpd ogaipa Kal ol unoBandyiol
MUPNAVES, XWPis OUwS Ol AKPIPEIS avatopIKES NEPIOXES
n BAAPN twv onoiwv npokaneil xopeia va ival capws
npoodiopliopéves (3). Alagpaivetal n Unap&n cucxeuons
HE TV neploxn tou unoBanduiou nuphva, Adyw s
EPPAVIONS NUIXOPEIas Og NEPINTMOEIS NPOooBonns tou,
6nws yia napddelypa o ayyelakd éugpakta. Qotdoo,
éva éuppakto otov unoBanduio nuphva Pnopei va
npokanéael eite npIxopeia, eite nuiBadfioud eite kal
1a duo autd €idn twv UNegPKIVNOIMY (4).

Fevikn npooéyyion tou acOevous pe xopeia:
n kAIvIKh €lIk6va

Yuveldbntd h acuveidbnta, 6An n npoondbeia tou
veupoAdyou katd tnv kAIVIKA Ngplypagn kai mn
S1ayvwoukn NPOogyyion Twv akoUoIwy KIVACEWY
(UK, HUOKNOVIES, XOPEIOKES, aBETWOIKES N HUCTOVIKES
KIVAGEIS) éyKeital otn SIEUKpivion Tou akoUaoiou N pn
XAPAKINEA Tous. Td UK Kal 0 npoRAnuatopos nept
TNV «PUXOYEVN» A «Opyavikn» NPoEAEUON NS YEVEONS
Tous anotefolv Napddelypa auths tns dIayvwotikAs
bduokonias. Tuxva ol kivhoels dev avayvwpidoval
ws naBonoyikés Kal pnopei va ekAn@BoUv ws «&ev
pépel» eunpoBetes kal va pn diakpivovial and
gia avhouxn n emitndeupévn oupnepigpopd. Ol
akoUoles KIVAOEIS unopei kdnote va avacténnovtal
€V UEPEI eV ouxva ol aoBeveis Ts «kaAuntouv»
EVOWUATMVOVTAS TES OE PEPIKWS EPNPOBETES KIVATEIS
nou Aéyovtal napakivnoies (parakinesias). O1 idies
Ol XopEelakés Kivhoels, diakpivovtal and tus annes
akoUolgs KIVACEIS XGpNn OTta XapaKINPIoUKA Tns
HOPPNs Tous, TNV taxUtnta dnAadn kai tnv eviénion
T0US Ota péAn ToU oWPATos Kal étal tagivopouvtal
ws pia and us katnyopies evos ouvexous GAoUATos
aKkoUoIwv KIVAGEWY, ano Ta TIK Kal Us puokAovies oto
TaxUTEPO AKPO ToU, €ws Us OUCTOVIKES KIVACEIS Kal
otdoels, oto Bpadutepo. Qotdoo, n didkpion Petagu
XOPEIOKWY, ABETWOIKWY, HUCTOVIKMY Kal HUOKAOVIKMDY
KIvhoewv &gv €ival NAVIOTE EPIKTN KAl OE APKETES
paniota nepintwoels eivar 161aitepa duokon, akédun
Kal yia veuponidyous eEeIOIKEUPEVOUS 0TS KIVNTIKES
blatapaxés.

And tnv dAnn pepid, noAu ouxvd Ol XOPEIAKES
Kivhoels dev eppavifovtal poéves tous alnéd
ouvobeUouv aNAes akoUales KIVACEIS, ONws Ol
aBstwaolkés N ol Badnioukés Kivhoels. O1 aBeTwolkés

Neuponoyia 26:5-2017, 16-24

Kivhaels opidovtal and m peyadutepn SIAPKEIA TOUS
Kal T oxeukn Bpadutntd tous, OQIOEIOESS, EPrINOTIKES,
OTPOIKES, €V €idel evds Ppadutepou xopou tou Mnani
n s Ivbovnaias v, ol Badfioukés KIVACEIS gival
taxeies aNAd apopoUv Kupiws 10 KEVIPO Twv PEADV.
YTn ouxvn NePINTtwon cuvUnap&ns XopeIakwy Kal
aBstwaolkdv Kivhogwy ouvnBiloupe va pidpe yia
xopeloaBétwoan.

Aruofoyia

Onws ava@épbnke nponyoupévws, o€ ONEs TS
NepINTWOEIS undpxel diakonn ts pubuions twv
Badapognolikmy Kivnukmv 0dmv and ta Pacikd
yéyyiia, nou pnopsi va opeidetal og kanoia
dopikn BAARN, emAekukn veupwvikh ekpuiion,
otov anokdgiopd unoboxéwv veupodiafifactv,
n oe anfous petafonikods Napdyovies evios Twv
Baocikwv yayyniwv. Xopelakés KIVACEIS Ynopei
ENOPEVWS Va gP@aviotolv oto nAaiolo noAdwmyv
voonpdtwyv kal ocuvdpopwyv (nivakas 1). Ol
annolwaels twv veupodiaBifactwv tou pafdwtol
unopel va npokUyouv evboyevws, Onws otn véoo
tou Huntington, 1 e€wyevids 6nws and t xphon
OUYKEKPIPEVWY Qappdkwy h tn dlakonh tous
Kal €tol diakpivovial duo KUpPIES KATNYOPIes: N
npwtonabns xopeia nou eugavidetal os €6aPos
YEVEUKWOV voonpdtwy (kAnpovouikh xopeia) kal n
eniktntn deuteponabns xopeia. Zuxvotepo napddeyua
kAnpovopIkns xopeias eival n xopeia tou Huntington,
evi beuteponabous xopeias n xopeia tou Sydenham
Katd tnv naidikh nAikia kar nBavds N apUakeUTIKA
xopeia katd v evanikn (wn (5). Avayvwpicetal
wotdco nANBos altiwv xopeias, twv onoiwv n
diayvwon éxel e€alpetikh onpacia yia v npdyvwon,
TOUS TPOMOUS AVUUETMNIONS KAl TOUS YEVETUKOUS
napdyovrtes. Mpdypau, o katdAoyos Twv aitiwy ival
1blaitepa pakpUs alid, énws Aéel o Stanley Fahn
(6), autd ival napandavnukd divu noAnés and us
arties gival eygaveis and 1o 10TopIké h npokadolv
aAAa ocupntPata Kal onugia nou kateuBuvouy tn
diayvwotkh npoogyyion. H npwtn artia s xopeias
he eppavion otnv evadikn {wh ival n xopeia tou
Huntington, ev ota naidid ol nio cuvhBeis aities
gival ol AoIpWEels kal n kapdiakn XEIPOUPYIKN. Z€
6nes us nAikies npénel onwadnnote va digpeuvdral
n nepintwon Anyns 1 S1akonns QappPAKwy.

O npotevopevos diayvwaotkos afydpiBuos yia tny
npooéyyion aoBevous e xopeia gaivetal avaAutkd
otnv eikéva 1. Aleukpiviletal apxik@ o Xopelakos
XApAKTNPAs twv KIVACEWV Kal N evionich tous,
KaBws kal ta ouvodd cupnIWUATa Kal CNUEia nou
Ba Bonbnoouv otn diagpopikn didyvwon. H xopeia
xapaktnpiletal cuxva and v NAPOUGia YIas KIVNTKAS
aotdBelas («apvnukn» xopeia), pias aduvapias
dnAadn napatetapévns KIvnukns npoondBbeias
(impersistence), cUpnwwua NS onoias €ival N Nw-
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Mivakas 1. Afua kAnpovouikns kar enfktntns xopeias

AITIA KAHPONOMIKHZ XOPEIAZ

AITIA EMNIKTHTHZ XOPEIAZ

Autoowpiknh Enikpaths

Avoocognayépeva

* Nooos tou Huntington

* Nwualonapeykepanidikn ata&ia 17 (SCA 17)
¢ Nwualonapeykepanidikn ata&ia 1-3 (SCA 1-3)
¢ Huntington'’s disease-like 1, 2 / C9ORF72

¢ Dentatorubropallidoluysian atrophy (DRPLA)

* Neuroferritinopathy (NBIA)

e KanlonBn kAnpovopikh xopeia (BHC)

e Avendpkela GLUT1

e Mapo&uopikés duokivnaies (yovidia PRRT2, SLC2AT, MRT)
* Metandayés oto ADCY5

* Metanayés oto PDET0A

* Xopeia Sydenham

® Yuotnpatkos puBnuatwdns AUKOS
* Avupwo®oninidiké ouvopopo

* Afdfa voonhpata cuvdeukou 10ToU

¢ Mapaveoniaopatkh xopeia

Autoowpikh YnoAgimopevn

Nolp@én

¢ NeupoakavBokUtwon

e Nooos Wilson

e Huntington'’s disease-like 3

¢ Ata&ja Friedreich

¢ Ataia-tnAeayyeliektaoia

e Atagja pe opBanpokivnukn anpatia

* Neupoek@uNIoukd oUvOpopad oxeulOEVA e eYKEPAAIKN
evanéBeon a1bnpou (NBIA)

e Metannayés oto PDET0A

e Yuoxeuldpevn pe HIV/eykepadondBeia HIV
* TotonAdopwon

* Neupoou@iin

e Eykepaniudes

®udoouvéeta

Ev6okpivika

® Yvbpopo MclLeod
® YUvdpopo Lesch-Nyhan
* YUvbpopo Lubag

* Ynep/YnoBupeoelbIopos
¢ Ynep/YnonapaBupeoelbiopds
e Xopeia kunons

Mitoxovépiaka

MetaBonika

® JUvdpopo Leigh
e MELAS

e Ynep/YnoyAukaipia
e Alatapaxés nAektpoAutv
e EAneiyn B12

Ayyslaka

* Euppakta Baoikwmv yayydiwv/unopnoimdn
® Ayyelakés duonnaoies

NeonAaopauka

® Oykol gykepdanou N petaotdoels /KN Aéupwpa

¢ [610nabnhs noduepuBparuia
* [NapaveonAaopatuké

QappaKeuTKa

e Oyiun duokivnaoia
e AveniBUpntn evépyela papuaKkwy

¥ EAAHNIKH
NEYPOAQTIKH
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on avukelpévwy. H actdBeia auth epgaviletal étav
{ntoUpe and tov acBevh va diatnphoel pia cuonaon,
n.X. va Bydnel kal va Kpathoel Npotetapévn tn yRwood
h va oifel To xépI pas, ondte yivetar avuAnnth n
aotéBeia tns ouAAnyns nou eival yvwoth ws «milk-
maid movements» — KIVAGEIS APUEYUATOS.

O1 KIvhoels Ynopsei va gival ECTUAKES, N.X. 0N
yAwooootopdtkh neploxh (otnv nepintwon s

oyiuns yAwooikns duokivnoias), acUPPETPES, N va
evtonidovial O€ CUYKEKPIUEVES NEITOUPYIKES PUTKES
opades (otnv koIfId h OTOUS AVANVEUCTKOUS PUS OtV
nepintwon ts avanveuoukns duokivnaias). Zus nio
aKpaies NEQINTWOEIS N Xopeia pnopei va eunodilel 6Aes
TS PUOIONOYIKES KIVACEIS KAl TO ATOHO VA OKOVIAQTE!
otav npoonaBbei va nepnathoel, va aduvartei va
piAhoer kavovikd Adyw KIVACEWY 0to NPdowno, 1o

Neuporoyia 26:5-2017, 16-24
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Eikéva 1. Aiayvwaotkds afydplBpos yia v npocéyyion acBevous e xopeid

AcBevrig pe xopeia

» ASTO/ADB *  ATOULIKO MRI
» TSH/T3/T4 ’ avauvngrmé gykedpdAou OwoyevAC S TOPABKOC
*  Avtipwodolimidika * lotoplko xopeia e
AVTLOWHATA bapuakwy - 7
» Tevikn alpatog P 7 . ’
(rmoAuepuBparpia) - lotopkd pappakwy
* Panel - ASTO/ADB
TP OVEOTIAQCHLATLKWY // MRI gyl(edm?.\ou
avTilowpdtwy (anti-Hu, _— Xopeia Huntington
anti-CRMP-5, anti-CASPR2 /// AKGV?OKUHGPG ’
K.l _ Xahkog/ogpouviomiaaopivn
(Wilson)
— | AVTLPWODOATLEKG
AUTOOWLLKN ETIKPATAG @uloovvdetn AUTOCWLLKI) UTIOAELTIOMEVN aviicwpata
* Xopeia Huntington * Blood smear, CK ||+ Xahkog/oepovdomhaopivn TSH/T3/T4 _
* Huntington-like (McLeod) (voooc Wilson) a-deronpwreivn opol ’
* (C90RF72/SCA17/SCA1- *+ Oupwod ogy +  AkavBokiTtapa Panel napaveonAaopanikiy
3/DRPLA) (Lesch-Nyhan) *  MRI eykedpdrou(NBIA) avrlowHatwy (anti-Hu, anti-
*+  KahorBnc owoyevic xopeia +  a-betonpwreivn opol CRMP-5, anti-CASPR2 k.a)

otépa tov Adpuyya h ToUS avanveuotukous Pus, va
pnv unopei va @del Adyw KIVACEWY OTa XEPIa N OTO
otoua, pe anotéfeopa eviote Bapid avannpia.

Y€ OPIOYEVES MEPINTOEIS, Ol XOPEIAKES KIVACEIS
pnopei va pnv €ival ouxvés kal, kabws eival
OUVTOES Kal PIKpOU €UPOUS, PNOPEl va cuyxeoval
pe puoknovies. Ané tnv adnn pepid, os dnnes
NepINTOoElS, 6Nws otn véoo tou Sydenham n otnv
apxikh @don tou cuvdpoduoU andoupons, YMNOPE|
va gival noAU ouxvés, oxedov diapkeis, divovtas pia
elkéva akabnaias kal avnouxias.

Y1n ouvéxela, avanUetal 0 TPOMnos eyKatdotaons
TWV XOPEIaKMV KIVhoewy, ofeia h uno&eia évapén n
n Bpadeia eykatdotaon tous.

H xopeia o€eias h unoteias eykatdotaons ival
ouvhBws eniktntns aiuodoyias. H Anyn avadutikou
I0TOopIKOU Tou acBevous Kal NS QpAPUAKEUTIKNS
aywyns nou AapPdvel, yia tuxév ¢appaka nou
npokadoUyv tnv eppdvion xopeias ws aveniBupunin
evépyela, ival anapaitntn. EmnAéov, emPBannetal n
dievépyela aneikévions eykepdnou, KaBms kal évas
evbenexns €leyxos yia niBavd autodvooa voohpata
oupnepiAauBavopevwy Kal twv NapaveonAdouatkmy
(7). Xe nepintoels Naidiv PE XOPEia analteital o
€neyxos via avuotpentoduaoivn O (ASTO) kal anti-
DNaseB (ADB) yia tn digpetivnon niBavhs xopeias
Sydenham (8) (eikéva 1).

Yn xopeia pe Bpadeia npoodeutkh eykatdotaon
161aitepn éugaon Ba 60B¢i otnv Unap&n kAnpovo-

Neuponoyia 26:5-2017, 16-24

HIKoU 10toplkoU, avanoya pe to onoio Ba npo-
oavatofiotoupe avtiotoixa otn Sievépyela nio €161kou
napaknivikoU eféyxou (eikéva 1).

MNote tibetal unoyia kKANPOVOMIKNAS xopEias;

And 10 I0TOPIKO Kal TNV AVUKEIPEVIKN €E€Ta0N TOU
aoBevous pnopel va unowiactoUpe TN Yeveukn guon
s xopeias. H napoucia acBevous oto oIKoyevelako
I0topIkG anotenel Ioxuph €voeIEn yeveukoU voonpatos.
To oikoyevelakd 10topikd Ba npénel va AapBdvetal
evOenexws kal va nepiNapBavel TouNaxiotov TPEIS YeVIES.
Ytnv NAgIoVOTNTA TWV NEPINTWOEWY KANPOVOUIKAS
xopefas n petafifaon tou yovidiou yivetar pe
QUTOCWHATKSO €NIKPATNTKS Tpono, n niBavotnta
dnAadn petaPifaons tou naboAoyikou yovidiou nou
npokadel t véoo 1coutal pe 50% yia k&Be andyovo.
Y& éva QuUTOOWMPATKO €NIKPATNTUKO voonpa, Onws
yla napadeiypa n vdéoos Huntington, avapévetal n
Unap&n vooouviwy atopwy o€ KAOE yevid (kaBetn
KAnpovouIkdTNTa). L& NePINTMOEIS unonsindpevns
XOpEias pnopei va undpxouv nepioootepol anod &vas
ndoxovtes otnv {01a yevid (opidévuia KANPOVOUIKOTNTA),
xwpis ndoxovia yovéa. Yuvodes Siatapaxés and 1o
VEUPIKO h dNa cucthpata Pnopei va napanéunouy
OE OUYKEKPIPEVES YEVETKES KAIVIKES OVIOTNTES, OMNWS
oupBaivel yia napadelypa ot xopeia tou Huntington
HE TN ouxvh cuvdnap&n Yuxiatpikmv O1atapaxwv h
otnv kadohBn kANPOVOUIKA XOPEia PE TN CUXVN
ouvunap&n unoBbupeoeidiopou.
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To npéfAnpa tou onopadikoU acBevin

H anouaia kAnpovopikou iotopikou dev ouvendyetal
anokAelopd tou evhexouévou KANPOVOUIKNAS XOPEIas.
MoAnés kataotdoels pnopouv va eEnyhcouv tnv
anouacia oa®ous OIKOYevelakoU 1I0TopikoU Onws, yia
napddelyua, UIKPES OIKOYEVEIES, UIOBEaIES N MPMIYOI
Bdvatol and dnna aiua, weudbhs natpdINTa Kal
ENOPEVWS WEUOMS aPVNTKS OIKOYEVEIOKS 10TOPIKO.
Ténos, a&icel va avapepBei n UNap&n nepINtOOEwWY
ye 161aitepa odyiun évapén pias véoou, 6nws yia
napddelypa ot vooo tou Huntington, 6nou pnopei
va anouoialouv dAda npooBefinpéva pénn (9).

H kAnpovouikn xopeia gugavicetal ondvia de
novo (Npwtn eppdvion nabonoyikns pyetadfayns).
Autd opeifletal oto yeyovos OT yia TN XOpEia Tou
Huntington - pakpdv n cuxvétepn KANPOVOUIKA
xopeia —guBuvovtal duvapikés petannayés
(enavadnyeis tpivoukAsoudiwv CAG). Lus petannayés
QUTES TO Yevetkd opdnua petanintel apxiké o€ eninebo
npopetdAnagns (augnpévos apiBuds enavannyewv
CAG xwpis kAvIKA €ikéva), n onoia gival actabns
Kal pnopei va 6waoel otn ouvéxela nabonoyikd
ap1Bpd CAG pe pepikn h nAnpn dieiocbutkdtnta. Xta
voonhpata pe duvapikés petannayés napatnpeital 1o
@aIvOueVo tns enioneucns, 600 peyanUtepos eival
6nniadn o apiBusds wwv enavadnyewv CAG, tGoo nio
npwipn gival n évapén tns véoou kabws, 6edopévns
s aotdBelas Tou ENIPNKUPEVOU THAPATOS TOU
yovibiou, ouxvd ol anéyovol VOooUV O€ HIKPOTEPN
nAikia anoé tous yovels. Autd Kupiws ocupBaivel katd
v natpikn petafifacn tou nabonoyikoU yovidiou
otwn voéoo Huntington.

Xopeia kAnpovopikns aruofoyias

H xopeia tou Huntington

H véoos tou Huntington €ivar n mo onpavukn
aitia xopeias AGyw twv NoAU CUYKEKPIPEVWY
EKQUAICTIKWDV KAl YEVEUKMDV TNS XAPAKTINPIOTKWOV
KAl TWV YPUXOKOIVWVIKDV NS enNNtwoewy. Eival
HIO QUTOOWHATKA €NIKPATAS VEUPOEKPUAICTIKA
aoBgvela nou xapakwnpiletar and tnv kAacoikn
PI60 CUPNTWHATWV: 1. XOPEIOABETWOIKES KIVATEIS,
2. NPOOOEUTIKA €KNTWON TwV VONTKWY AEITOUPYIDV
Kal 3. wuxikés diatapaxés. O ennoNaopos s vOoou
naykoopiws avépxetal og 4-7/100.000. Xtov enlnvikd
nAnBuopo, o eninofacpds ekupdtal o 4/100.000
(10). H vooos ekdbniwvetal ouvhBws petaty tns
4ns kal 5ns dekaetias. E€aipeon anotenel n ondvia
VEQVIKA pop®n tns vooou Huntington h vooos
Westphal (juvenile Huntington disease - JHD), otnv
onoia n évapén twv cupntwudtwy tonobeteital npiv
v nAikia twv 20 v e enikpdtnon oty KAIVIKA
€IKOVA TNS BUOKapWIas Kal tns UNEPTOVias. Y€ AUTES
US NEPINTWOEIS ouxvd TiBetal diayvwotkd npdPAnua
nou nepidauPavel kai 1o &iNnupa dievépyelas yeveukou

enéyxou (11). Onws ava@épBnke, n vdoos pPnopei va
eupavioBei kal og PeyanUtepn ts avapevopevns nilikia
(>60 e10v), (véoos Huntington éwiuns évapéns) (9).

To unevBuvo yovidio tns véoou Huntington
evioniCetal oto xpwpodowpa 4p16.3 Kal KwdIKonolel
v npwteivn “huntingtin” (HTT). H petaddayn
ouviotatal og augnpévo apiBud enavanhyewy
1pivoukneotdiwv CAG (>40). O apiBuds enavafnyewy
twv tpivoukdgoudiwy cuoxetiCetal aviiotpoPa Pe v
nAikia évap&ns ts vooou, dnAadn 600 nepIcodTEPES
efval ol enavannyels tpivoukigoudiwy, oo vwpitepa
eUgavidovial tTa cUPNTWPATa ts véoou (enioneuon/
anticipation). Enavannyeis tpivoukieoudiwv and
40 kal ndvw oxetiovtal pe nAnpn dieicbutkdTNTa
s vooou. Ze enavannyels 36-39 undpxel PYepIKh
d1e106UTKOTNTA, KAl O POPEAS PNOPES VA PN VOONOEI.
Enavannyeis 27-35 avagépovtal ws npopetaindges,
nou onpaivel 6u o eopéas dev Ba voonhoel, aAld
kivbuveUel va anokthoel naidi Ye nepIooOTEPES
enavannyels nou evoéxetal va VOONOE.

H Bepaneia eival cupntwpauki Kal n npdyvwon
eival duopevnhs, kaBws ol acBeveis katanhyouv 10-
20 ¢ petd v évapén twv oupnmwpdtwy (12). Xn
payvNukKA topoypa®ia napatnpeital apoeia twy
KEPKOPOPWYV NUphvwy (eikéva 2). Me tov yoplakd
YeVeUKko éfeyxo pnopei va tebei BERain didyvwon
oTov NAoxovia Kal va evionioBouv uxov UYIEls Qopeis
tou naBonoyikou yovidiou. Enions, givar epikth n
npaypatonoinon npoyevwnukou eA€yxou WOTeE va
ano@euxBei n petafifaon tou nabofoyikou yovidiou
OUS EMOEVES YEVIES.

Eikéva 2. Atpogia twv KEpKOPOPWY NUPAVWY O
aoBevh pe xopeia Huntington
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Huntington disease-like cuvépopa

Ta Huntington-like ouvépopa (HD-Like syndromes
n HD phenocopies) €ival voohuata pe KAvikh gikéva
napaninoia pe auth s vooou Huntington, adnd
apvnukd PoPIakod YeveTUKO €Agyxo yia tnv uneuBuvn
petaniayn tns HTT. Mepinou 1 1% twv aoBeviv
HE unikd gaivotuno vooou Huntington, avhkouv
o€ kénolo and ta HD-like ocuvépopa (13). Qs nio
ouxvh yeveukn aitia twv Huntington-like cuvépduwy
Qépetal pia eEavoukneoudikn enavénnyn oto yovidio
C90RF72 (14,15). H enavannyn auth éxel oUOXeTOBE
nanaldtepa Pe tnv ePAvVIoON PETWNOKPOTAPIKNS
ek@UAIons kal nAayias yuatpo@Ikhs okAnpuvons, Kal
otov ennnviko NAnBuoud (16). ZUPeWva PE I vedtepn
BiBAloypagia, n petanfayn aveupioketal ouxvé
ws yeveukn aitia twv Huntington-like cuvdpoduwy
(14), yeyovoés nou enifeBaimBnke npdogata Kal
otov €nAnvikd nAnBuopd (15). AkodouBouv o€
ouxvétnta n SCA17, kai SCA1-3, n HD-like 2 oe
Aoppikavikous nAnBucpous, kar onavidtepa n DRPLA,
VEUPOQEPPIUVOnAbEla kal veupoakavBokUtwon (17).
‘Exel avapepBei kar pia nepintwon ENAnva aocBevh pe
xopeia otov onoio evtoniotnke petaniayh SCAS8 (18).

NeupoakavBokUtwon

Mpokeitarl yia pia opdda onaviwy KANPOVOUIKMY
VEUPOEKPUAIOTIKWDY CUVOPOUWY PE XAPAKTNPICTKN
€IKOVa TNV Napoucia akavBoKuTIdpwy oto NeEPIPEPIKO
aipa og noocootd ndvw and 10% twv epubpdv
aipoopalpiwy.

Ywn Katnyopia auth nepifapPdvovial ta €Ens:
xopéeia-akavBokUtwon (ChAc), ocuvépouo MclLeod
(MLS), HD-like 2 kai PKAN (pantothenate kinase-
associated neurodegeneration).

H évap€n tns xopeias-akavBokUtwans tonoBeteital
Katd tnv 3n-4n dekaEtia, cUVABWS e NEPICTOPATIKES
unepkivnoies duotovikoU tinou kal e€enicoetal o
YEVIKEUPEVN XOPEia pe vonukn ékntwon. Xta niaicia
auths s KAIVIKAS ovIOTNTAs PNOPEl va EQavIcTouV
enions napkivoovioués, duotovia, enNNTKES KPIoEls
kar aloBnukn a&ovikh veupondbela. Zuxvd cuvundpxel
biatapaxn npoownikdTNTas Kal cupnepipopds. H
unewBuvn yia tn vooo petadfayh gépetal ato yovibio
VPS13A, oto xpwudowpa 9 kal yetapifddletal ye
auToCWHATKO unoneindpevo 1péno. H Bepaneia eival
anokAEIoUKE oupntwpatkn (19).

Kafon®Bns oikoyevns xopeia (BHC)

H kadonBns kAnpovopikh xopeia gival éva ondavio
auUTOoWUATIKG EMIKPATES oUVOPOUO PE évapEn otnv
naidikn nAikia. Mponyeital cuvhBws n duoxépeia
Badions kal énetal n xopeia, xwpis dPws va
ouvobeUetal and yvwolakés N YPuxikés dlatapaxés. H
€€€niEn tns vooou ival pn npoodeutkn kai 1o 1/3 twv
aoBevav napatnpei BeAtiwon otn xopeia pe tn ndpodo
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s nAikias. Metadnayés oto yovidio NKX-2-1 ( npdnv
TITF1 oto xpwuodowpa 14g13.3 ) éxouv EVIONIOTE
O€E HEPIKES olkoyéveles, annd oxi oe ées. 101aitepn
onpaoia d1ayvwotkd €xel 10 yeyovds OU ouxvd
ouvundpxel nveupovonddeia kar unoBupeoeldiouds.
MNa to Adyo autd, n kadohBns oIkoyevns xopeEia
evtdooetal ota nAaiola evés eupUtepou ouvopduou
(Zuvdpopo eykepanou-nveUupovos-Bupeoeidous,
Brain-lung-thyroid syndrome) (20).

Mpooeata dianiotwbnke 6u o€ pia unoopdda
aoBevv pe kanonBn olkoyevh xopeia aveupiokovral
petaddayés oto yovidio ADCY5 (21).

Mapo&uopuikés Suokivnoies

Yta nAaiola auths tns opdadas twv NapoEUCHIKDV
duokivnoidv pnopei va ep@aviotel Kal xopeia.
YuvNBws oI XOPEIOKES AUTES KIVhoels diapkouv and
Aiya Nentd €ws PEPIKES WPES Kal eVOEXETAI va UNGPXEI
Kanolos ekAUTIKOGS Napdyovias 6nws n doknon.
Y& KAMOIES NEPINTDOEIS PE AUTOOWMIKO EMIKPATA
XaPAKTNPa €xouv evioniotel Npdoeata petaliayés
oto yoviblo PRRT2 (21).

Xopsia eniktntns aruonfoyias

Xopeia tou Sydenham (h eAdoowv xopeia)

H xopeia tou Sydenham anotenei pia ané us kUpies
enNAoKés Tou peupatkoU nupetou. EEakonouBei va
Bewpeital n npwwn arta aipvibias eueavions xopeias
otnv naidikh nAikia, napd v paydaia peiwon tou
eninoAaopoU s vOOOU OIS aVANTUYHEVES XWDPES (22).
To kAIviké pdopa tns véoou nepiNapBavel XOPEIOKES
KIVAOEIS, tics, HEIwPEVO PUiKO tdvo, Slatapaxés
OUPNEPIPOPAS Kal VONTIKES DIaTapaxEs. Av Kal n Xopefd
tou Sydenham oxetietal pe avooonoyikn andvinon
O€ OTPENTOKOKKIKA Aoipwen, o akpiPfhs naboyeveukds
unxaviopos s vooou dev éxel SlaneukavOei. Tevikd,
éxel kanhn npoyvwon, kabws unoxwpsei otadiakd pe
n Bepaneia tou peupatkou nupetol (17).

Xopeia tns kunons (Chorea Gravidarum)

Qs xopeia tns kUnons opiletal kGO xopeia pe
évaptn katd tnv nepiodo tns kUNoNs. Yuxvd autn
n xopeia ival deuteponabous aitodoyias Pe 1o
avupwao@olindikd cuvopouo Kal T0 CUCTNPATIKO
epuUBNUATOON AUKO va anoteAoUv TS MO CUXVES
unokeipeves aities tns. ZuvnBws 6ev anaiteital
(PAPPAKEUTKN aywyh Kal upietal JETA TOV TOKETO
(23).

Huixopeia-HuiBaAAiouods

H npixopeia ouviotatal owmv ggpdavion
XOPEIAKOPOPPWY KIVAGEWY NMou neplopidovial oto €va
npIPépIo Tou ompatos. MNMoAnfés popés cuvunapxouv
ka1 Baddiotukés unepkivnoies oto idlo nuipdplo
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(npiBanfiopds). H npixopeia otnv nilsiovédtnta twv
nepINtWowy €ival ayyelakns aruonoyias, 101aitepa
o€ nepintwon aipvibias eykatdotaons. ©a npénel
va Olgpeuvdtal n Unapén ecudy otov avtinieupo
Banapo, ota Baacikd yayyndia n o€ CUOXEUCOUEVES
ouvbEoels tous (24).

Xopeia papuakeutikns artiofoyias

MNAnBos @apudkwy unopolv va npokanéocouv
XOPEia ws avenBupNTn evépyela. Zuxvd napatnpeital
XOpEia atous napkivoovikous aoBeveis and tn Anyn
levodopa, 6nws kal o€ acBeveis nou AapBdavouv
veuponnnukd oto niaiolo éyiuns duokivnoias. AANa
unevBbuva pdpuaka eival ta avuenAnnukd, énws n
paivutofvn. H xopeia pappakeutikns aruonoyias ivai
ouvhBws avaotpéwiun ye tn diakonh tou uneubuvou
Pappdkou, av Kal éxouv avapepBel NepINTWOEIs Onou
bev unnp&e nAnpNs UPEON TwV KIVACEWY (25).

DappakeuTKh AVUUETWNION Ths XOpPEias

H npdyvwon e€aptdtal ano 1o aitio. H xopeia nou
endyetal and eapuaka sival ouvhBws napodikn
edv ouvdéetal e avueniAnnukd anid enipovn étav
anotenel 1o dYipo ouvdpopo nou akoAouBei i Ahyn
veupoAnnuky. O evOOKPIVIKAS Kal avocoAoyIKNS
aitias ynopei av neploplotolv pe tn Bepaneia
s unokeipevns aitias. H vooos tou Huntington,
n veupoakavBokUttwon Kal dAAes ekpUIoTKES
naBnaoeis éxouv QTwxn Npdyvwaon, N onoia dPws
€€aptatal NePICOOTEPO and TV UMoKEipevN Katdotaon
kal Alydtepo and us SIS US XOPEIAKES KIVATEIS.

O1 neplooOTEPES XOPEiES YNopEi va avupetwniotolv
HE PAPUOKEUTKA aywyn NOU PEIVEI TNV EVTAON TOUS.
O1 nNePIO0OTEPES XOPEiES PNOPEl va NePIopIoToUV
UE avaotofeis tns vionapivns A pe pappaka
Mou Kataotpépouv ta anobépata tns vionapivns
(depleting) avadoya pe t BapUtnta twv cUPNTWPA-
WV Kal TN cUVUNApPXouoa vOoo.

Mepikes xopeies pnopei va avBiotavial og k&Be
aywyn, énws n 1oxuph xopeloaBétwon evéds dvw
dkpou petd ané avtinAeupo ayyelakod eneicddio.

H oyiyn xopeia pnopei va avuyetwniotei Pe
veuponnnukd anid, n BeAtiwon auth pnopei va eival
napodikn otnv kanUtepn nepintwon, kabws ouvNBws
xpeladovtal 6o kal peyanutepes HOOEIS.

levikd piAcvas, n Ania xopeia 6ev anaitei aywyn,
KaBs oI CuVEneEles TNs aywyns Pnopel va €ival
XEIPOTEPES and dnola BpaxunpdBeoun avakouion.
Enopévws, n évapEn QpapuakeUTKAS aywyns yia
xopeia yivetal povo étav auth anotedsi onpavukd
eunodio otn AgitoupyikOTNTA Tou aoBevous otnv
kaBnuepivh {wn.

Ana€ kar undp&er opBN didyvwon Kal prnopei
Va anokAEIoToUV Ol avACTPEYIYES aITies, ONwS N
anéoupon duvapel unelBuvwy eappdkwy, pia

un 181Kh cupntwpatkh aywyh pnopei va eivar ol
Bevlobialenives (n.x. kAovalendun 0.5-6 mg tnv
npépa). Mo 1oxupd apuaka €ival ol aviaywvIotés
s vionapivns, 6o nio €1dikof otn 6pdon tous Katd
twv D2 unobdoxéwv, 1o0o nio anotefecuatikoi otnv
avaoton TWV XOPEIaKMY KIVACEWY. UXVA XpNOILOo-
nolouvtal n afonepid6An, n oAavanivn Kai n pionepI-
66vn (17). H xphon tous anaitel npoooxn o€ aoBeveis
pe ouvodo akivnTukN-duoKaPNUKA cupntwpatodoyia
b16u pnopei va eppavicouv napkivooviopd. Affo
PAPPAKO NMOU XPNOIUOMOIEITal YIa TNV AVUUETDNIoN
s xopeias eival n tepafevadivn (26). Qotéoo, n
tetpafevadivn éxel ouoxeuoBei pe augnpévn enintw-
on katdlniyns Kal unopsi va npokanécel kalr auth
NapKIVOOVIOPO, CUVENMS Xopnyeital pe emeuiagn
ouvnBws énou dev pnopouv va xpnalyonoinBouyv h
angtuxav ta veuponnnukad.

Yus nepintwoels deuteponabous xopeias, Ba
NPEENEI VA QVUUETWNIOTE TO UNOKEIPJEVO vOonpa pE
v katdAAnAn Bepaneutkh aywyn, 6nou auto eival
EQIKTO.

XopelakeEs Kivhoels unopei va enéfABouv pe pia
noikiAia yevikwv avaliobntkwy Katd v évapén
s vapKwons N KAtd tn Peteyxelpnukh nepiodo
s avavnyns. H diapopikh Sidyvwon o€ autés
us nepintwoels nepinapPdver us puokiovies nou
ouvbéovtal e pappaka Kal us avolikés puoknovies.
H xopeloaBétwon pnopei va npokUywel Yetd kapdiakn
enéuPaon, €18IkA €av xpnaolyonoinBei Yugn kai
eCwkapdiakn kukAogopia. Agv undpxouv €1dIKoi
avalioBnukoi Napdyovies Nou NEENEl va ano@elyovial
O€ KAMOoIoV PE XOPEia, av Kal avuxonivepyika pdppaka
pnopei va au€avouv ta cupntuaTa.

H xopeia tns eykupgoouvns kai n xopeia petaBonikns
h evbokpIvikns aitias npénel va AngBouv undyn ws
niBavés diayvwoels og onoladNNoTE €ykUo EPPaVilel
unepkivnaies. TuvnBws dev xpeldletal aywyn Kabws n
xopeia eEapavietal katd i Noxeia 1 dtav diopBavetal
n unokeipevn evbokpivhs h petafonikh Siatapaxn.

H npdAnyn €101kwv kataotdoswy gival KGu nou
NPENEl va €xoupe katd vou, yia napadelypa, n Peiwon
twv d6oewv Aefovidna otous aoBeveis pe Parkinson
unopei va npoAdPel tnv avaduon XopEeIakmY KIVACEWY
oto nAaicio tns duokivnoias.

Nedtepa 6edopéva

H npdtn genome-wide association study (GWAS)
nou npoéopata odokANpwONKe o aobeveis pe
xopé€ia tou Huntington avédei€e 1oxuph cuoxéton
noAupopPIoUWY o€ yovidia nou eunnékovial otnv
enidiopBbwon tou DNA pe tnv nAikia évap&ns tns
vdoou (26, 27). To ebpnpa autd anoteAel tTnv Npwn
loxuph évdeiEn yia tnv UNap&n voootpononoiNTKmY
yovibiwv otn xopeia tou Huntington, népav tou pe-
yé€Bous tns enéktaons CAG oto yovidio HTT.

Onws npoava@épbnke, onpavukd vVeOTEPO
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bebopévo anotenei kal n aveUpeon s NPOCPATd
avakadugBeioas e€avoukieotudikhs enavaanyns
o010 yovibio C9ORF72 ws tnv Nio CUXVA YEVETKA aItia
twv Huntington-like cuvdpduwy (14), yeyovos nou
enBeRaimBnke kar otov eAANvikd NANBuopo (15).

Mpéoeata enions, pyetannayés ota yovidia ADCY5
Kal PDET0A €xouv avayvwpIoTel ws ONPAvUKES alties
kAnpovoIkhs xopeias pe évapén otnv naibikh nAikia
(21). Metanfayés oto ADCY5 bivouv ouxvd kAIVIKA
€lkéva kafonBous oikoyevous xopeias kal akonouBouv
enikpatnukn petaBifaon. Oplopéves petannayés oto
PDE10A ocuoxetiCovtal e XapaknploTKN €IKéva otn
payvnukn topoypagia eykepdnou (appotepdnisupn
augnon éviaons onpatos oto pafdwtd) kal
akonouBouv enikpatnukh petafifaon. Adfes
petannayés oxetidovtal pe Baputepn KAIVIKA €IKOVA
kal akofouBouv unondesindpevn petapifaon (21).

‘Ooov apopd tn Bepaneutkh avUPEIONION TNS
xopeias, unépxouv avagopés nou d1anicTwvouV
Pentiwon oe aoBeveis nou xpnolpyonolnbnke deep
brain stimulation (DBS), 1biaitepa o€ voohpata énws
n véoos Huntington kai n xopeia-akavBokuttwon
(28). Qotéoo, av kal noAAd unooxéuevn Bepaneia,
Ppioketal akdUn o€ Nelpapatikd otddio kal apopd
HOVo avBektkés popPés nou dev enéyxovial Pe TN
ouvNBN QAPUOKEUTKA aywyn.

Zupnepdopata

Yuvoyilovtas, n xopeia o€ peydno Nocootd
ogeifetal oe yeveukd afua. Evoeitels dnws n unapén
anAwv PeNWV NS OIKOYEVEIAS TOU NAOXoVIa WE
xopeia N aAfa vEUpOWUXIATPIKA cupnIdpata,
bev Ba npénel va diageUyouv and tous KAIVIKOUS
veuponodyous. Qotéoo, n anoucia kANPOVOpIKoU
IoTOPIKOU O€ onpaivel kal anokAgIoPd TV YEVEUKWOV
voonudatwy. EmnAéov, ous NEPINTWOEIS E YEVEUKO
unoéPabpo pnopei va anogeuxBei n petafifacn
twv naBoAoyik®v yovibiwv aus HIaOOXIKES YEVIES pE
v katdAAnAn yeveukn oupBouni kai Tov €yKaipo
npoyewnukd €neyxo.

Inpeia kA€1dida

e H xopeia cuvundpxel ouxvad pe annes

unepkivnaoles énws n abétwon.

* H Unap&n kAnpovopikoU 10TopIikoU anoteef
Ioxuph €vdeIEn xopeias yeveuknhs aruonoyias.

¢ H anouaia kAnpovopikoU IotopikoU dev anokneiel
v KANPOVOUIKN XOpEia.

* H xopeia yeveukns aruonoyias petaifadetar otny
nAgIoVOTNTA TNS UE AUTOOWHATIKS €NIKPATA TPOMO.

* H vdoos Huntington anotenei tn cuxvétepn artia
kANPovVouIKNS XOpEias.

* H xopeia tou Sydenham €ival 1o kupidtepo aito
enfktnns xopeias atnv naidikn nAikia.

* H xopeia pappakeutkns aruofoyias givar 1o
KUPIOTEPO aiTIo ENIKTNTNS XOPEIaS oTous evNAIKES.

Neuponoyia 26:5-2017, 16-24

e Odppako ekNOyNS yia TS NEPINTWOEIS MOU N
xopeia ennpedlel coPapd tn AsitoupyIKdGTNTA TOU
aoBevous anotefolv ta veupoNnnukd.

® J& nepINToEls avBekTKkhs Xxopeias xphaoiun Pnopef
enions va @avei n tetpaPevadivn.
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MYOKAONOZX

Katoapou Z.", Mnootavi{onoudou £.?

! Neuponoyikn KAvikn, I'N.©. «Innokpdteio»
2" Mavernotnuiakn Neupodoyikn KAviki ANO

MNepiAnyn

Mudkiovos ovopdaletal pia aipvidia, Bpaxeia, aotpaniaia, akouoia kivnon, nou npokaneital and pu-
ikés ouondoels (Beukds pudkiovos) N and avactodn puikhs clonacns (apvnukos puodkaovos), ekAvetal
ano 1o KevIpIKG VEUPIKG oUotnpad kal evdexdpeva and to nepipepikd. Me Bdon v aiuonoyia, o yudkno-
vos tafivopeital og t€ooepls peyanes opddes: ®uaoiofoyikods, 161onabns, emANNTKOS KAl CUPNTWUATKOS.
v kaBnpepivh kAivikn Npagn ta§vopolpe 1o pudkAovo Neplypa®ikd avanoya Pe TNV KATtavophn Tou Ot
OoWpa (EoTAKOS, TUNPATIKOS, KOPHIKGS, MOAUECTIAKOS, YEVIKEUUEVOS) N kanUtepa avanoya Pe tnv avatopikh
tou npogneuan (pAolikds, uno@Aorikos, vwuaios, Nepipepikés). H diayvwotkn digpelivnon tou pudkiovou
akodouBei diapopetkn kateUBuvon avddoya Pe TNV avatopikn tou Npoéleuon kal ta ouvodd KAIVIKG xa-
paktnpioukd. O epyaotnplakds éfeyxos nepinapBdver nAnpn Sigpedivnon yia CUCTNPATKA VOONUATd, PETa-
Bonikés Siatapaxés, dopikés BAaRes tou KNI, veonAdopata k.An. H Sigpelivnon e€eibikeetarl pe Bdon ta
KAIVIKG KOl Epyactnpiakd euphpata npokelgévou va tebel n didyvwon. Ze noAnés NepINtoels 0 HUSKAOVOS
pnopei va tautonolinBei pévo pe yeveukd éleyxo. H Bepaneia tou pudkiovou eivarl aruonfoyikh ous NePINTm-
O€IS NoU autd €ival EPIKTO KAl CUMNTWHATKA, PE TN Xphon Kupiws avuemAnnukdv papuaKwy.

Né€eis eupetnpiou: Mudkiovos, enmAnyia, KIVNTKES OIATAPAXxES

MYOCLONUS

Katsarou Z.", Bostantjopoulou S.?

" Department of Neurology, Hippokration Hospital Thessaloniki
2 3rd University Department of Neurology, Aristotle University of Thessaloniki

Abstract

Myoclonus is defined as a sudden, brief, lightening-like involuntary movement caused by muscular con-
tractions (positive myoclonus) or inhibitions (negative myoclonus) ,arising abnormally from the central or
peripheral nervous system. Myoclonus occurs via many different etiologies and pathophysiological mecha-
nisms. A detailed etiological classification system yields four main categories: physiologic, essential, epi-
leptic, symptomatic. However myoclonus can also be differentiated in terms of its anatomic origin, body
distribution and relation to stimuli or movement. A practical approach to myoclonus diagnostics is based
on a classification according to its anatomical origin. Thus, myoclonus is classified as cortical, subcortical,
spinal (segmental, propriospinal) and peripheral. Diagnostic evaluation of a patient with myoclonus is com-
plex and requires a thorough laboratory investigation based on the specific characteristics of each patient.
Electrophysiological evaluation can determine the anatomical source of myoclonus and neuroimaging may
reveal structural lesions. A significant number of metabolic, immunological, paraneoplastic and iatrogenic
causes related to myoclonus should be excluded .Genetic testing can be applied to specific patients with
positive family history for genetic causes of myoclonus or a similar phenotype. Treatment of myoclonus is
etiological and symptomatic, with anti-epileptic drugs being the most effective. Botulinum toxin can be
helpful for cases with peripheral or strictly focal localization, while DBS is promising, but it is still under
investigation.

Key words: Myoclonus, movement disorders, epilepsy
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Opiopos

Muodknovos ovopddetal pia aipvidla, Bpaxeia,
aotpaniaia, akouaia kivnon, nou npokadeital ané
pUikés ouondoels (Betkds pudkiovos) h and ava-
otoAn puikhs cuonaons (apvnukds pudkAovos),
nou ekAuetal and G1APOPES AVATOUIKES MEPIOXES e
dlapopetkd naboguaoionoyikd pnxaviopd (pAolds,
otélexos, vwuaios puends, nepipepikd veupa) (1, 2).
Me Bdon tov opiop6 ta 6Uo Bacikd yop@oioyikd xa-
PAKTINPICTIKA Tou pudkAovou, nou tov diagoponololv
anod us andes kivnukés diatapaxes, eival n actpaniaia
EUPAvion Kal n Bpaxeia didpkeia (3, 4).

Ermidnuionoyia tou pudkAovou: Ta emdnpiono-
YIKG oToIXela yia 10 pudKAovo eival pTwxd, eneidn
Oev UNGPXOUV CNUAVTIKES, EKTEVELS, OXETKES UENETES.
H nio yvwotn yenén tns enidnuiofoyias tou pud-
kAovou €yive oto Olmsted County tns Minnesota,
oto xpovikd didotnpa 1976-1990 kal avagépel 6t o
enmnodacpés tou pudkiovou htav 8.6/100000 kai n
enintwon 1.3/100000/¢tos (5).

Ta§ivépnon tou pudékiovou

O pudkniovos pnopei va eivarl éva Yepovwuévo ou-
Untwua ota nAaiola vds voonuatos pe nonupopen
kAIvIKA €lkéva N va anoteei pia Eexwploth vooo-
Aoyikh ovtotnta (6). O pudkiovos tafivoueital Pe
Baon ta KAIVIKE XapaKINPICUKA TOU, TNV AVATOWIKA
T0U Npoéneuon Kal v artooyia.

Ta&ivéunon tou pudkiovou e Bdon
tnv artuonoyia

H nio owoth ta&ivépnon tou pudkiovou givar n
arvodoyikh (6). Me Béon autd 1o kpIthplo o pudkio-
vOs tagivopeital o€ téooepls peydnes opddes: dualo-
Aoyikos, 161onabns, enANATUKOS KAl CUPNTWHATKOS
puokAovos (2, 6-10). O puaoionoyikds pudkAovos
eu@aviletal o€ UyIN ATOPA OE WPICPEVES KATaoTd-
o€ls (n.x. unviké uvdaypata, Ndguykas k.An.). O 1610-
nabns pudknovos anoteneital and éva PuokAoviko
ouvdpopo oto onoio o pudkAovos eival 1o Povadikod
A 1o kupiapxo cupntwpa. O 18ilonabns pudkiovos
pnopei va gival onopadikés h kAnpovopikés. O kAn-
povopIkoés 161onabns pudKAovos gival CUVMVULOS
pE v puoknovikh ductovia n onoia oto 40% twv
nepintoswy ogeifetal oe petandels oto yovidio s
g-oapkoynukavns (DYT11) (1, 4, 9). O épos emAnnu-
k&S pudKAovos xpnolyonolgital yia va unodnAwoel
KaTtaotdoels 6nou o JuodkAovos oupPaivel oto nAaicio
enAnyias, kal pia and us ekdnAwaoels twv eniAnnu-
K@v npoofonmv eival o pudkiovos. O eniAnnukds
puodknovos cuvodeuetal and eMIANMTKES EKPOPTIOEIS
oto HET. O cupntwpatkos pudkAovos, nou anotens
NV M10 oUxvh PJopPn YUOGKAOVOU, avapEPETal OTOV
puokAovo nou napatnpeital ota nAaioia pias veupo-
Aoyikns 1 un diatapaxns. Ta tedeutaia xpdvia, e v
anpaton npdodo NS YEVETIKAS, OPKETES VOOOAOVIKES

OVIOTNTES PE KUPIO XAPAKTINPIOTKS T0 JUOKAOVO Pno-
pouv va tagivopnBouv pe Bdon yvwotés yoviSlakeés
diatapaxés (11-12). Ztov nivaka 1 avapépovtal ol
KUPIOTEPES aIties eupavions pudkAovou.

Ta&ivéunon tou pudkiovou pe Bdon ta kAIvIKd
Xapaktnploukd

H kAvikn ta&ivopnon tou pudkiovou Baoidetal: a)
OTNV KATavoun Tou 010 OWPAd (E0TIAKOS, TUNPATIKOS,
nonueotakoés, yevikeupévos. Mia annn didkpion gival
KOpIKSS pudkAovos 1 udknovos twv akpwv), B) otn
oxéon Tou e TNV Kivnon kal ta epebiopata (aubodp-
pNToS/npepias, otaons, evépyelas/Kivnukos, aviava-
kNaotukds-ekAuOuEVOS and eCwiepikd epebiopara.
Mia ondvia pop@pn pudkAovou nou enkUETal otnv
6p6ia atdon eival o opBootatikds pUdKAOVOS) Kal Y)
o€ oxéon pe T puBpikdNta tou (Gppubuos, PUBIKOS,
enavafapBavopevos / nepiodikéds) (2, 7-10, 13, 14).

Ta&ivéunon tou pudkAovou e Bdon
tnv avatopikn npoéfdsuon

O puodkAovos pe Paon v avatopikn 1ou Npoéneu-
on diakpivetal pRoiikd, uno®Aolikd, vwuaio, NepIPe-
pikd. H diapoponoinon tou pudkAovou avdioya pe
NV avatopikh tou npoéneucn bivel pia otaBepn Bdon
yIO VA NPOoXwPNOEel Kaveis otnv artofoyikn Slepelvn-
on. H diagpoponoinon auth dev eival elkoAn, engidn
yld va pnopécoupe Pe akpifela va evionicoupe v
avatopikh neploxn, nou euBuvetal yia tn ékAuon tou
puoknovou, Ba npénel ektods anod tnv KAIVIKA €IKGva va
Baoiotolpe kal o€ veupoPuaIoAoyIKA XapaKINPIoUKA
(1,2,4,9,10, 13, 15).

®@Aolikds pudkiovos:

Eival o nio ouxvos tinos pudkiovou Kal ival ano-
deopa avpanwy NAEKIPIKDY EKPOPTIOEWY TOU
KIVNTuKO-aioBntkoU gpnoiol. Xapaktnpiletal and Bpa-
xefas diapkelas cuondoels (<100 msec) cuvnBéotepa
pe ecuakn h noAusouakn evidnion, eviote GUWS Kal
PE TUNUATKA N yeVIKEUPEVN evidnion. ZuvhBws -
Qavidetal oto NPOCWNO Kal T NEPIPEPIKA TUAPATA
Twv akpwv. Mnopei va eivar auBéppntos, euaicBntos
o€ gpeBiopata (anukd h onukd) h va ekAUETal Pe
v kivnon (12, 8-10). Mia kAivikh ekbnAwon tou
@nolikoU pudkiovou gival o noAupIviduGKkAoOVOos Nnou
eu@aviCetal oe napkivoovikd ouvdpopa (2). O 6pos
@Aolikés puokAovikéds Tpopos N «PAOITKOS TPOHOS»
Xpnaolgonogital 6tav ta PuokAovika tvayuata ival pi-
KpoU €Upous, pubpikd enavanapavopeva (didpkelas
<50 msec, ouxvétntas 8-18 Hz) oxedov ouvexoOpeva.
Eugavietal kupiws ota 6axtuia Kal ota Xépia otnv
npétaon kal gival duokodn n diapopikh didyvwaon
ano tov 16ionabn tpdpo. Xuxvotepa supavidetal
otnv kadonBn oikoyevh puokAovikh eniAnyia nou
KANPOVOEITal Y€ TOV QUTOOWHATKSG KUPiapxo tino
(BADFME) (1, 10). Neupopuaiofoyikd, o ¢Aolikéds
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MNivakas 1. Aitonoyikh ta§véunon tou pudkiovou (2-4, 6, 10)

I. ®ucionoyikés

Ynvikd uvéypata, Mudkiovos Adyw dyxous, Muodkdovos petd and cwpatkhn doknon, Adtuykas, KanohBns veoyvikos
puokdovos oituons, Quaiodoyikéd aviavakiaotukd aipvidiacpou

Il. 161ona®ns pudknovos (+/- duotovia):

KAnpovopikés (DYT 11, 15 & 26), Oikoyevns, nopadikéds

lll. EmANnuKos puokAovos (enikpatolv ol eniNNATKES KPioels Kal OxI n eykepanondBeia toundxiotov otny évapén):

A. «KAdouata emidnyias» Mepovwpéves puokiovies /Owtoguaiobntos pudkAovos Muokiovikés apalpéaels (petit mal),
Epilepsia partialis continua

B. MuokAovikés enifinyies tns naidikhs nAikias Bpepikoi onaopof / Bapeid Bpepikh puokAovikh eminyia (cuvdépopo
Dravet) / oUvbpopo Lennox-Gastau / MuokAovikn actaukn eniAnyia (Doose) / Kpuntoyevihs puokAiovikh emiAnyia
(Aicardi) / Neavikn puokiovikn emiAnyia

I. Kalon®Ons oikoyevis puokAdovikn emiAnyia

A. lNpoiouoes puokiovikés eniAnyies [Unverricht-Lundborg,(EPM1A) / EPM1B/EPM4 k.4.]

IV. Zupntwpatikos pudkiovos (Enikpatei pia otaBeph n npoodeutkh eykepanondOeia)

A. ©noaupibwoceis: N6oos cwpatiwv Lafora (EPM2) / Aimdwoelis (n.x. GM1& GM2 yayyniooibwaoeis Krabbe) /
Knpoeibns Ainopouckivwon / Zianidwon

B. Nwtionapeykepanibikn ekgpuAion: MNpoioloa puokdovikh atagia / KAnpov. Nwuonapeykepanidikes atagies (SCAT,
SCA3, SCA16, SCA20 k.4. / N.Freidreich/atatia tnAayyeiektacia

. NeupoekuAiotikd voonuata pe oupuetoxn twv Baoikwv yayydiwv: N. Wilson /NBIA / N.Huntington /
®AoloPacikn yayA. ekpunion / Atpopia noAdanAdy cuoctnudtwy / Odoviw-epuBpo-wxpo-Aouiciavh atpogia /
N. Niemann- Pick / N. Parkinson

A. Avoies: N.Creutzfeldt-Jakob / N. Alzheimer

E. loyeveis-Aoiuwbeis eykepafondBeies: Ynoteia okAnpuvukh naveykepanius / AnBapyikh eykepanits / Eykepanius
and 16 Arbor / Eykepanius and 16 andou épnnta, Metadoipmons eykepanius / N.Whipple /AIDS / npoiodoa
nofugotakh NeukogykepanondBeia.

XT. Avooonoyikés Siatapaxés: Metaixuiakn eykepaniuda / XUvdpopo oywdkAovou-pudkiovou / YUuvdpopo duokauntou

avBpwnou / EykepanondBeia Hashimoto / Koidiokdkn

Z. MetaBonikés Siatapaxés (KANPOVOIKES Kal eniKTnTes): Hnatkh avendpkeia Ne@pikn avendpkela / Ynovatpiapia /
Ynoynukaipia / Mn ketovikn unepynukaipia / Mitoxovbpiakh eykepanopuondBeia /Mondanih avendpkeia
kapBotundons / Avendpkela Blotivns / avendpkeia Tou Yetagopéa tns yaukddns tunou 1 / eykepanotevovua
EavBwpdtwon

H. To&ikés eykepanondOBeies: And: Biououbio, Bapéa pétanna, Bpwpiouxo pebunio, DDT, pdpuaka

©. EykepanondOeies ané @uoikous napdyovies: Meta-avolikn (Lance-Adams) / Meta-tpaupauknh /
Metd ano: Bspponnéia, nisktponingia, anocupnieon

K. Eouakn 8AdBn KNX: AEE / Oykos / TpaUpa / BAGRes otnv nepioxn odoviwtol nuphva — nuphva s katw naias

A. Wuxoyevns pudkiovos

EPM = Epilepsy Progressive Myoclonic

N = véoos

NBIA = Neurodegeneration with brain iron accumulation
SCA = Spinocerebellar

puodkiovos ue Paon noAuypaIkEs Kataypa@és kal  duvapikd, n evioxuon tou aviavakiaotkoU C kal n

ge tn péBodo s onioBodpopikns pecootdbuions
(back-averaging) xapakinpiletal ané v eueavion
onolikhs dpaotnpidtntas, npiv and v évapén s
PUikhs ouonaons. H 6paoctnpidétnta auth evionicetal
otov aIoBnuko—kIvNTUKS ¢Aold. AR XapaKINPIoUKO
eUpnua €ival ta yiyévua cwpatoaioBnukd npokAntd

Neuponoyia 26:5-2017, 25-31

¢Afsiyn nponapackeuaotukoU Suvapikou kivnons
(bereitschaftspotential) (2, 9, 10, 15-18). Arties pAoli-
KoU puodkAiovou eival Sidpopa eniAnnukd puokioviké
ouvbpopa, avotia, edpuaka kal ToEIKES ouaies, VEU-
poskpuAiotkd voohpata, vooos Creutzfeldt-Jacob
K.An.
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Yno@Aolikds uudkAovos:

O uno@nolikés pudkAovos/HudKAovos otenéxous
unodiaipeital o dUO KATNYopPies: a) Pn TUNPAtKOs
(avtavakAaaotkods dIKtuwtds yudkAovos, ouvbpoua
aipvidlacpoU-unepékningns) kai B) tunuatkés (pu-
o6knovos N tpdépos s unepwas) (1, 4, 9, 10). Kai
otous 600 TUNoUS ToU PN tunpatkoU uno@nolikou
puoknovou o pudkAovos NPogpxetal anod To oupaio
TUAPA ToU OTEAEXOUS Kal N popd EVEPYOMNOIiNCoNS TwV
MUV €ival gite avioloa Pg CUPPETOXN JUWV NMOU VEU-
pouvtal and 1o otéNexos €ite katoUoad Kal apopd
HUS nou veupouvtal and to vwuaio puedd (1, 9, 10).
O pudkiovos €ival yeviKEUPEVOS Kal xapaktnpidetal
and Kapyn tou auxéva, aviywon OV Kal €Ktacn
KopuoU kai yovatwy. O aviavakAaotkés SIKuwtos
puokAovos xapaktnpiletal and yeviKEUPEVO PuodKAo-
VO, KUPIiws KoppIkd, auBdpunto, eKAUOUEVO PE TNV
Kivnon A pe cwuatoaiodnukod €p€Biopa, Kupiws ota
dkpa. H unepéknnngn eivar pia naboioyikd unepPo-
Aikn avtibpaon aipvibiacpoy, nou ekAlstal cuvhBws
and un avapevopevo €pEBIopa, KUpiws akouotkd h
owpatoaioBnukd otnv NEPIOXA NPOCWNOU, KEPAANS N
avw pépous Bpaka. H unepéknAnén pnopei va eival
kAnpovopikn (petdniaén otnv al unopovada tou
unodoxéa ts yAukivns), 161onabns N cupntwuatkn
(9, 10). NeupoualoAoyIka ous NEPINTMOEIS TOU UMo-
@AolikoU pudknovou n eEANAwoN twv PUikav (2, 9,
10, 15-18) ocucndoewv éxel kevipopdno kateuBuvon
kar n eAolikh anévinon gival YetayeveoTePN NS PUTKNS
ouonaons, yeyovos nou deixvel tnv eGwnolikn évapén
s epebioukns Gpactnpidtntas. Ta cwuatoaliocdnukd
npokAntd duvapikd ev eivar yiyavua (3, 10, 16, 17).
YNApxouv NEPINTWOEIS MOU 0 Judknovos exel pAolikA
Kar uno@nolikh npoéneucn tautdxpova (Uno@Aoikds-
@AoIikds pudKAOVOS) N.X. NPOIoUCES HUOKAOVIKES
enAnyies, veavikn pyuokAovikh emAnyia, ouvépopo
Lance-Adams, k.. (3, 10, 15, 17). O pudkiovos s
unepmas givar évas tnos tNPatkoU uno@Aolikou
pudkiovou, dpws and opIoUEVOUS EPEUVNTES XOPA-
Ktnpidetal oav 1pdpos unepmas. Xapakmnpiletal and
puBuIKés (1-2Hz) ouondoels ths padBakns unNepmas.
Mnopei va eival ekdbnAwon BAARNS (cupuntwuatkos
HUOKAOVOS TNS UMEPMDAS) OTNV NEPIOXN TOU TRIYMVOU
Guillain-Mollaret €ite pévos tou, xwpis dAno veupo-
Aoyiké eUpnpa (161o0nabhs pudkAovos s UNepwas)
(1,2,10).

Nwrtiaios yuoékiovos:

O vwuaios puokiovos unodialpeital o€ vwtaio Tun-
HaTKO JUOKNovo Kal o€ 16100eKTKO VWTaio HUOKAOVO.
O vwuaios unpatkés udkAovos eival auboéppntos,
€0TAKOS, NepIOpiCETal og PEPIKA POVO OUVEXA PUO-
OpIa povonieupa N appoteponieupa, pnopei va
diatnpeital otov Unvo, Kal otnv ekovoid kivnon. H
avatopikn tou katavoph tov Siaxwpilel and tov nepl-
PePIKG pudKAOVO, BMNOU Ol YUTKES CUOMACEIS APOpPOoUV
HUS Mou veupouvtal and éva OUYKEKPIPEVO veupo (1,

9,1 0). O vwuaios NPaTKkos PudkAovos pnopei va
eivar appuBuos, aAnd ouxvotepa eival pubuikds Je
ouxvotnta, and 1-2/min péxpr 100- 240/min kai &i-
dpkela ouonaons péxpl 1000 msec (9,19). And nieu-
pds aruoAoyfas cuvnBws undpxel dopikh BAGRN kal
avagépovtal anopugdivwtkd voohpata, pusdiuda,
XWPOKATAKINTIKES e€epyaaies K.4,(4,8,9,19,20-22).0
16106eKTIKOS vwTidios pudkiovos xapaktnpiletal and
OUONAOCEIS TV KOPUIKDV YUV, Nou petatonidovial
NpPos ta Névw Kal Npos ta k4tw anod 1o onyeio évapéns
kal npokafoUv KIVACEIs kapnukou tinou. O1 ouona-
o€l auTEs €xouv didpkeia 300 msec - 3 sec. uvnBws
bev gival puBuikés, annd epavidovial o «ev CEIPa»
n katd ouotddes (1, 2, 9, 10). KAvika Eexwpilel o
16106eKTIKOS Vwtdios yudkAovos and tov PudkAovo
T0U oteféxous yIaT Oev €XEl GUPPETOXN TOU MNPOCMMOU
kal ev exAvgtal ané akouotkd epgBiopa. Onws Kal
otnv NePINTWon ToU VwUaiou YUOKAOVOU, APKETES
QOpEs, 1o aftio eivar pia BAARN tou vwuaiou pueAou.
Ta teneutaia xpdvia uNdEXouv ava@opEs 6T Nonnés
nepINTtoels 1610dektikoU vwtaiou pudknovou, ival
kaBapd Asrtoupyikns aruofoyias (Yuxoyevous). MNa
blapoponoincn Tous NPOTEIVETal EKTEVAS VEUPOPUOIO-
Aoyikds £Agyxos pe noAuypaikn NAEKTPOPUOYPAPIKN
KOTtaypa®n Kal avixveuon twv nponapaockeUaouKwOY
duvapikmv kivnons (23-25).

[epipepikds pudknovos:

O neplpepikds puokovos epgavidetal petd and
paupatopd, nieon h eAsypovh evds veUpou, OE PUS
nou veupouvtal and autd. H nio ouvnBiopévn pop-
QN nepipepikoU pudkAovou Bewpeital o KAoVIKOS
NUINPOCWMIKAS ONaopds (NUIoNaouos NPocwmnou)
(1,2,9,10, 26).

Apvnukoés pudkiovos: Apvnukds udkAovos na-
patnpeitar étav undpxel aipvidia avactoin puikns
ouonaons. O apvnukds JUOKAOVOS PNOPET va €xel
@Aoiikh h uno@olmdn npoéieuon. H nio yvwoth
Hop®h Tou apvntikoU pudkAovou eival n actnpi€ia n
onoia kAvikd xapaktnpietal ané pia akouola, Bpa-
xefas 61GpKeIas anwneia s otaons twv dvw AKpwy,
otav o aoBevhs npoonabef va ta Siatnpnaoel os Béon
nPATaoNS, e TaUTdOXpPOoVN paxiaia EKTaon wwv Kapnwy
(1, 10). Apgotepdnieupn eugavion aotnpi&ias oei-
Aetal ouxvotepa o€ petafonikés diatapaxés (NNatkn
Kal oupaipikn eykepanondBeia, und kar ungpyAukal-
gia K.4.) Kal o€ PApUaKa.

Aiayvwotikn npoogyyion tou puokiovou

To npwto Bhya otnv KAIVIKA NPOCEyyion Tou pu-
okAovou apxicel pe 1o Slaxwpliopd ou and daAnes

akoUaoles Kivhoels onws: 1) H xopeia: O1 xopelakés
KIVAGEIS éxouV pia ouvexn anpoPAentn yetatoénion
Kal KATaVEPOVTal TuXaia OTo oWa, VA 0 HUOKAOVOS
éxel nio otaBepn evidnion, 2) O tpdépos: O pudkiovos
ouvhBws €ival appubpos, v 0 TPOP0Ss PUBUIKOS.
Yndépxel duokonia otn diagopikh didyvwon udvo o
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Mivakas 2. Oepansutikés Npotdaoels yia ta didgpopa €idn tou pudknovou (3, 4, 18)

EIAOZ MYOKAONOY

1" EMIAOTH

AANH ©EPAMEIA

EIAOY MYOKAONOY

1n EMIAOTH

AAAH ©EPATIEIA

OAOIIKOZ MYOKAONOX

kAovadendpn, Nipaketdun, Bannpoikod

Mpipdoévn, eaivo-BapPitann, AeBeupacetaun, 5-HTP,
sodium oxybate

AIKT. MYOKAONOZ

STEAEXOYT kAovalenaun, afnpoikd 5-HTP

IAIOAEKTIKOX kAovalendpn WuxoBepaneia / puoioBepansia [YPux. NEPINTDOEIS]
MYOKAONOZ H P ? P WUX. NEp
TM.NQTIAIOX ) y Alalendpn, kapPapadenivn, evbop. éyxuon Bakio-
MYOKAONOS kAovalendpun, tetrpapnevadvn aivns

MYOKAONOZ-AYZTONIA | kAovadendun, tetpapnevadivn 5-HTP

AYTOANOZEX
AIATAPAXEL /
MAPANEOITA.

kAovalendpn

Avupgtonion s KUpIas vooou

* 5-HTP = 5-ubpo&utpuntopavn

nepINtoels pubpikoU pudkAovou, ondte n Siapopo-
nofnon pnopsf va yivel pévo veupoguaoionoyikd, 3) H
buatovia: O1 buctovikés KIVACEIS €ival NAPATETAREVNS
b1apkelas kal npokadoUv ouoTPoPh TwV PeNmY
TOU KoppoU. Anpioupyeital ouyxuon o€ MEPINTWOEIS
taxeias duaotovias (jerky dystonia) kar 6tav cuvundpxel
duotovia pe puodknovo, 4) Ta uks: Ta Tks gival «nyi-
akoUoIEs KIVAOEIS» Kal enéyxovial Npoowpiva and
i Pounnon, ev pudkiovos eival kaBapd akouaoia
kivnon, 5) O1 yuokupies: Eivar guvexeis, Kupatoelbels,
HUIKES OUONAOEIS PE PIKph évtaon, nou dev duvavral
va npokanéoouv kivnon o€ eninedo dpBpwans, 6) Ol
deopiboels: Mpokeital yia auBdpuNTes HUIkES cuond-
o€ls opédas PUIKDV VAV, Nou veupouvtal and pid
Kivntukh povdada. O1 teneutaies ouvnBws eival elkoAo
va dlayvwoBouv, anid dnpioupyeital cuyxuon 6tav
eivar évtoves kal padkés kal 7) O1 Aeitoupyikns (Yu-
xoyevous) aiuonoyias «puokAovikoU» TUnou ouond-
O€IS: LUS NEPINTWOEIS AUTES Ol KIVACEIS Napoucialouy
avakofdouBia, n eviénion tous noikindel tonikd kai
XPOVIKA Kal ouvhBws avaotéAnoval pe ty andonaon
s npoooxns. H didyvwaon dev ival ndvtote eukoAn
Kal ouxvda anaiteital eCeIdIkeUPEVOS veupopuaolono-
yIKOs édeyxos (2, 4, 7, 11, 14).

To &eutepo Bripa otnv diayvwaoTtKA NPOCEyyIon
gival kann Anyn 1otopikoU nou Ba ecudletal otny
nAiKia évap&ns twv cuunNIwPATwy, otov Uno évapéns
ToU pudkAovou (n.x. ofeia évapén oe petaPonikés i-
atapaxés, autodvood voonuata, apuaka h Babuiaia
évap&n oe veupoekPUIoUKA VOONHaTa), TNV Napou-
ofa dARwv ocupntwudtwy (n.x. awgia, emAnyia), otnv
€€€MIEN tou pudkniovou (otdalpos h eEeNIcOOPEVOS)
Kal 010 KANPOVOUIKO IGTOPIKO.

Neuponoyia 26:5-2017, 25-31

To ito BAya oty diayvwotkh Npocéyyion gival
n avaddtnon otnv KAIVIKn €E€taon twv KAIVIKOV Xa-

PAKTNPICTKWDY TOU JUdKAOVOU (Katavouh oTo ohpa,
oxéon e tnv Kivnon kal ta gpeBiopata, pubuikéds/
appubpos) kal tns napouaias dAAwv veupoRoyIKmV
onpeiwv.

To tétapto PBhua sival o veupopuaoiodoyikds ENeyxos
(HMT, HET, tautdxpovn kataypaghn HEM-HMI k.An.)
onoios Ba pas kateuBuvel otNv AvatopiKh NPoéneu-
on tou pudkiovou (polikés, oteéxous, vwtaios,
NEPIPEPIKOS).

Epyaotnpiakn Sispsuvnon tou puudkdovou:

H epyaotnpiakn Sigpelivnon tou pudkNovou ako-
Aoubei dlapopetikh kKateuBuvon avanoya Je Ty ava-
TOHIKNA ToU Npoénsuon kal ta ouvodd KAvika xapa-
KTINPIOTKA. L€ NEPINTOEIS pAOIKOU Kal uno@Aoikou
puoknovou eival avaykaio va anokieioBouv €€ apxns
wxév yetafonikd h evbokpivoAoyikd aitd, kKabws Kal
n enidpaon 1oEIKWY N PAPPAKEUTIKWDV NApayovIwy
(nivakas 1). Ta pdppaka (oniogidn, avukataBAInukd,
avuYUXwolkd Kal avuPloukd) ival onpavukéds na-
pdyovtas npoékAnons pudkiovou kar n niBavétnta
papuako-enayodpevou pudkiovou Ba npénel NAviote
va NapPBdvetar unoyn, 1diaitepa dtav n évapén eival
oeia (2, 8, 27). Inpavuko sival va digpeuvnBei n
niBavotnta NnapaveonfaopatikoU VOoNatos Kal au-
10avoowy voonudtwy (2, 9). H yayvnukn topoypagia
eykepAnou pnopel avixveuoel dopikés BAGRes, nou
annote ival kaBopioukés yia t Sidyvwon n.x. ano-
puedivwukd voohparta, veonddopata, AEE, Aeukodu-
otpooies, NBIA k.4., dndote eivar drunes kai xpeldetal
nepaitépw diepeuvnon. H e€étaon tou E.N.Y. €ival
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onpavukn 101aitepa oe AoINDEEIS, anopueAIvwTIKA
Kal napaveondaopaukd ouvdpoua (2, 8).

H vewtepes e€eni€els otn yeveukn 161aitepa ol Texvi-
kés padikou enéyxou tou yovidihpatos, anokdduyav
nonné yovidia nou eubuvovtal yia VOoHATa PE HUd-
kAovo, aAnd noAAd akdun napauévouv dyvwaorta (2,
18, 28-30). H cupPonn s yevetkns otnv artonoyikn
di1ayvwon tou pudkAovou €ival onpavuki Kal ana-
paitntn 161aitepa o€ NEPINTWOEIS YIa TS oroies undp-
x€l buvatdtnta CToXeUpEVNS Bepaneias, ONws n.x. v.
Wilson, v. Niemann-Pick wnou C, vécos Gaucher,
avendpkela Tou petagopea s yaukddns tunou 1
(GLUT1), eykepanotevévua EavBwudtwon, avendp-
Kela tns ubpotundons tns tupoaivns (2, 10, 27-36).

O¢pancia

H Bepaneia tou pudkiovou eival aruonoyikn ous
NEPINTWOEIS Nou autd eival epIktd, e16adANws €ival
oupntwpatkn (18). Tia tn cupntwpatkn Bepaneia
ouviotval kKupiws avuemAnnukd gappaka. oV
nivaka 2 ava@épovtal Bepaneutikés NPOTACEIS yia
biapopa €idbn pudknovou (3, 4, 18, 37). H adfavu-
K& toivn pnopei va xpnolponolnBei o€ NepINTWOEIS
nepipepikoU pudkAovou (3, 8). O ev tw PaBel nAe-
KtpIkos epeBiopds (DBS) éxel bokipaabei pe enituxia
o€ oplopévous aoBeveis Kal 1o peyanutepo 6penos
napatnphBnke oe aobeveis pe puokdovikn duaotovia.
H euneipia otn xelpoupyikh Bepaneia tou pudkAovou
eivar akdpn neplopiopévn (38). O1 undpxouoes Bepa-
NeVUTKES napepPacels oto pudkiovo Oev gival ndviote
IKOVOMOINTIKES, yI' Autd UNApxel avaykn yia evioxuon
s €peuvas otov topéa auto (18).
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EXEAIZEIZ ZTHN OWIMH AYZKINHZIA

lavvdkns A., Kovitoiwns X.

Maveniotnpio lwavvivwv, unua latpikns

MNepiAnyn

H oyipn duokivnoia anotelsl pia and 1 oUXVOTEPES XPOVIES MNAPAVEPYEIES TWV AVIPUXWTKWDY PAPUAKWY.
Ye avtiBeon pe us ofeies, ynopei va eugaviotel A va napapeivel aképa kal yetd i diakonn tous. Mapd tnv
enikpatouoa dnoyn Ou epgavidetal Kupiws Pe ta KAAooIkd avuyuxwtkd, n éyiun duokivnaoia epgavidetal
o€ upnnd nocootd kai e ta dwna. Mévn npaypatkn e€aipeon anotenei n kAolanivn. Mia ocwpeia véowv
pnopouv va pignBouv tnv éyipn duckivnoia npénel va anokneiotolv péow tou ekdotote katdAnndou &i-
ayvwotkoU eféyxou. H éyipn duokivnoia pnopei, evbexopévws, va npoin@Bei pe tnv xphon diunwv avu-
PUXWTK®OV ous eNAXIOTES anoteNeopatikés OOOEIS kKal e tnv enaxiotn duvath didpkeia xopnynons. Qotdoo,
ponis eeavioter, pia noikidia pappakeEUTKMY Napaydviwy éxel dokiuyaotei (kovalendun, tetpafevadivn kal
Gingko Biloba peta&l andwv) pe apeineydpeva anoteféopata. Mpdopata, n BadBevadivn eykpibnke and
tov Apepikavikd Opyaviopd appdkwy Kal TPogipwy ws 10 NPmTo GAPUAKo yia th Bepaneia s dyiuns
duokivnoias. Ye kdBe nepintwon, n éyiun duckivnoia napapével pia and us peyanutepes npokANaceEls ot
biaxeipion tns Bepaneias pe avuyuxwtukd.

Né€eis eupetnpiou: Avuyuxwtkd, napevépyeles, Owiun duokivnaia

DEVELOPMENTS IN TARDIVE DYSKINESIA

Giannakis A., Konitsiotis S.

University of loannina, Faculty of Medicine

Abstract

Tardive dyskinesia (TD) is one the most common chronic side effects of antipsychotic drugs (ADs). In
contrast with the acute side effects, TD may establish or persist even after Ads’ discontinuance. Despite
current opinion, TD may occur not only with First Generation Antipsychotics (FGAs), but also with New
Generation Antipsychotics (NGAs). Clozapine seems to be the only actual exception to that rule. A great
variety of diseases that may mimic TD should be excluded via proper diagnostic approach. TD may be
prevented by administrating ADs at minimum effective doses and minimum time duration. However, once
manifested, many drugs have been put under trial (Clonazepam, Tetrabenazine and Gingko Biloba among
others) with controversial results. Recently, Valbenazine has been approved by the United States Food and
Drug Administration as the first drug to ever treat TD. In any case, TD still remains one of the most chal-
lenging issues in the management of ADs administration.

Key words: Antipsychotics, side effects, tardive dyskinesia

Eicaywyhn n 16eoyuxavaykaoukn diatapaxn kal noidés dnes
Mévw and piod aidva petd v avakdAuyn tou  L1]- Q0T000, NAPA TV EKTETAPEVN EQAPLIOYN TOUS,
NPMTOU QVIYUXWTIKOU, N XpAoN ToUs NAEov éxel ene- W MEYGAN euneipia nou xer anoktnBei pie ta xpovia

ktaBei népav ts oxifoppéveias os owpeia veupoyu- KA TV 0,6'0'(0('3_'” EHPAVION VEOTEPWV QApHAkY NS
XIATPIKWOV voonpdtwy, énws n dinoAdikh diatapaxn, KOrIqﬂYOepI'OS, " |ox;|9|on ’m%v nopavepya(r:v tous qu_
) . : . . konouBei va anotenel npokAnaon yia tov KAVIKS 1aTpd
n KatdOAIYN pe Yuxwukd otoixeia, n dvola, n xopeia . P ny . PO,
: o . ue kopwvida ta eEwnupapidikd cupntdpata Kal, Mo

tou Huntington, n 16lonaBhs véoos tou Parkinson,

n diatapaxh Tourette, ol diatapaxés 1ou pAoUATOS OUYKEKPILEVD, TV Oyikin Buakivnoio.

T0U autopoU, n didxutn avantu€akn diatapaxn,

eved anoteAolv evadAaktikh AUoN og NOAAES ako- KAivika xapaktnpiotkd

pa véoous, 6nws n dlatapaxn yevIKEUPEVOU GyXous, O1 napevépyeies and to eEwnupapidikd diakpivovtal
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E€enitels otnv dyiun duckivnoia
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o€ Otgles Kal xpovies. Le aviiBeon pe us ofgies (Napkiv-
ooviopbs, duatovia, akaBicia), nou pnopouv va oup-
Bouv akOpa Kal WPES PETE TN Evapén NS avVUIWUXWTKNS
Bepaneias, anapaitntn npolnéBeon yia v ekdhiwon
s oyiuns duokivnaoias gival n Ahyn veupoANMUKWV
yia touAdxiotov 3 phves (oe dtopa nAikias dvw twv 60
ELWV OPKET évas phvas) Kal N ENPOVA Twv SUPMTWHATWY
yia toundxiotov 4 Bdopddes [2]. Enions, v ta o&éa
eCwnupapidikd cupndpata cuvhBws ugievial Petd
n diakonh s Bepaneias, n dyiun duckivnaia ival
duvatév va epeaviotel akéun kai getd m SIakonn tous.
Anoteel v Mo cuxvh Napevépyeia anod 1o Ewnupa-
HIbIkG GO0V aopd Ta avVUYPUXWOIKE, NoAU cuxvoteEPN
ano v éyiun ductovia kar v éyiun akabioia.

Me tov 6po, Noindv, dyiun duokivnaia avapepoua-
ote ouvnBéotepa o€ akouoles, pubuika enavanaupa-
VOEVES, OTEPEOTUNIKES, XOPIOABETWOIKES KIVAGEIS TWV
oKeNeUK®Y Pumv. Eival cuvnBéotepa otopatonpoow-
nikés kal ekdnAmvovtal ws enavafapBavopeves paon-
UKES KIVAGEIS, ouondoels kal npofonn s yAwaooas,
nAatdylaopa Kal cou@pwpa twv xelféwv. Alydtepo
ouxvd, n éyiun duokivnoia pnopsl va ekbnAwbeil otov
KopUo Kal ta akpa, cuvhBws eninpodoBeta os otopato-
npoownikes ekdnAwaoels. Tote, eppavidetal kal nan ws
pUBIKkés enavanapBavopeves KIvacels, oav ta daktuAa
va naiCouv mavo h ta NéAPATa va xtunouv pubpikd to
ndtwpa pe Kapyn kal éktaon twv daktAwy. Eviote,
eVOEXETAI VO UNAPXEI KA CUPPETOXN TWV AVANVEUCTUKOV
HUDV PE anotéNecpa tov Unepagpiopd N Tov Unoae-
ploud, oxedov navta xwpis 101aitepn KAVIKA onpacia.

Ektés tns puBuikdtntas, dAfo éva xapakinpiotkéd
s éYIpns duokivnoias gival o éAgyxos Nou Pnopef
va aokhoel 0 aoBevhs kataotéAnovtas Us KIVAGEIS.
Mpdyuat, ol ctopatonpoownikés SUoKIvVNoies ouvn-
Bws kataoténdovtal pe t pdonon, tnv opidia h étav
0 aoBevns tonoBetei 1o ddktuAd tou névw ota xeifn
tou. Enfons, navouv katd tov Unvo, v eniteivovtal
and mn cuvaicBnuatukh edpuon [4].

Eménpiofoyia

MpotoU avaducoupe ta ermdnuionoyikd dedopéva,
a&iCel va avapépoupe 0T, €16IKA yia tn oxiI(oppEVelq,
bev anokAeietal n onopadikh eupdavion SUCKIVNGOIMY
akéua kal og aoBeveis nou dev éAafav noté avuyu-
XWUKN aywyn, yeyovos nou nepinnéker i Sidyvwon
s éyIPns duokivnoias [5, 6, 7].

O emnodaopds s dyiuns duokivnaoias Kupaive-
tal and 20-50% o€ e€wtepikoUs acBeveis. H ethala
aBpoioukh enintwon ts dyiuns duokivnaoias gival 5%
OToV NPWTOo XPOVO AVUYUXWUKAS aywyns, 27% ota
névie £n kai 43% ota 6¢ka. [8] H avtiotoixn enintwon
otous nAikiwpévous gival mo uynAn, ané 26% oto
éva €105 €ws 60% ota tpia €. [9]

‘Ooov apopd otn dlagopd peta&y kAaooIKWY Kal
ATUNWV avVUPUXWTUKOV, avackonnon 12 penetv
€6ei1€e enintwon 5,5% kai 3,9% og kAaooikd Kal
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awna avtotoixa. Enopévws, gaivetal va pnv 1I0XUEl
n enikpatovoa avtiAnyn 6u ta dwuna npokanolv
duokivnoies noAu nio ondvia and ta kAacoikd. Mo
OUYKEKPIYEVA, PETACU TwV GTUNWY avUPUXWTUKDV,
n kAodanivn ¢aivetal va gival n pévn Nou NPakukd
otepeital Kivduvou gugavions duokivnolwv. [11,12] H
Kouguanivn @aivetal n o acpanhs petd tnv kAolani-
vn, aniéd éxi 1o idlo anotefeopatk.Anod ta undnoina
duna avuypuxwolkd, eaivetal nws n pionepidovn kai
n onavdanivn éxouv 1o peyanutepo kivouvo eppavi-
ons duokivnoiwv. [13] Maviws, a&ilel va toviotel 6t
10 Guna avuyuxwtkd xapakinpifovial and peydanes
dlapopés aus pappakonoyikes Tous 1I616TNTES, onote
eival nio Aoyiké 1o kaBéva va ekupdtal EExwplotd ws
Npos v eueavion duokivnolwv. [12, 14, 15]

O nio onpavukéds napdyovias kivduvou gival n nAl-
Kia [10, 16] kal, evbexopévws 10 yuvaikeio puAo, n
eykepanikn BAARN, n avoia kal n peyanutepn Sidpkeia
ékBeons oto PAPPAKO.

MaBo@uaoionoyia

H enikpatéotepn Bewpia yia tnv eppdvion Suoki-
vnaoldv otnpiletal oty undéBeon vionayivns kai us
ouoxetiel pe tov anokneiopd twv D2 unodoxéwv.
Mpdyuau, os neipapatdlwa exel napatnpnBei une-
peuaiobnaia twv VIoNavivepyIK®Y Unodoxéwv PE thv
enavanapfavépevn xopnynon avuyuxwukoy [17,
18], n onoia, 6pws, o€ dlatnpeital Napd yid PEPIKES
€BOopddes. Ztous avBpwnous, €xel eV napatnpn-
Beil n al&non twv VIONAPIVEPYIKWY UNodOoXéwv 01O
paPdwtd owpa, wotdoo Kal bW N CUCXEUON PE TN
duokivnoia gival Suokono va tekunpiwBei. [19] Mia
€€€MiEn s napandvw Bewpias [20] unootnpilel 6T n
artia éykertar otnv avicopponia D1 kar D2 unodoxéwv
ota Baoikd yayyndia. Mo cuykekpipéva, n avactonn
twv D2 unoboxéwv obnyei o unepdPACTNPOTNTA TwWV
D1 ota Baoikd yayynia, pye anotéfsopa us duokivnoi-
€S. X€ aUTh tn dnoyn ouvVNYopEi Kal To yeyovos 6T n
kAodanivn, ws 10xupOtEPOS avaaotonéas twv D1 napd
twv D2 unodoxéwv, éxel oxedodv pndevikd kivouvo
avanwéns duoKivnolwy.

Mia evafdakukn unéBeon gival auth s anmAeias
didpeowv GABA-gpyIKiV VEUPWOVWY ToU paBdwtol
OWPATOS MNOU PETEXOUV OE €éva KUKAWPa avatpo-
@obotnons npos tn pefavopaBdwth 066. Tuyke-
KoIUpéva, éxel Ppebel du n pakpoxpdvia xophynon
AVUYUXWTUKDOV O NEIPAPATOlwa EXEl CUOXETOTE E
peiwpéva enineda GABA kal anokapBo&uidons tou
yAoutapikoU ota Baacikd yayyAia. [21] H andieia wv
VEUpWVWYV Bewpeital éu oupPaivel péow Pnxaviopmy
dieyeptoto€ikétntas, [22] xwpis, wotdoo, KAT T€T010
va éxel eniBePaiwbei ictonabonoyikd.

Alayvwon kai Siapopikn Sidyvwon
H &iGdyvwon tns éyiuns duokivnaias eival katd Baon
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kAivikn. Qotéoo, pia CeIpd EpYAcTNPIOK®Y EEETACEWY
€ival onPavukn yia tov anokAeiopd cofapy voon-
pdTtwv Nou gnopouv va tn pipynBouv. Xpnolun eival
n yevikn e€€taon aipatos yia tov anokigiopyd nodu-
Kuttapalpias Vera, kaBws kal o Broxnuikds €neyxos
yia d1atapaxés twv NAEKTPoAUTMY Tou 0poU (KUpiws
vatpiou, aoBectiou kal pwopdpou). And us AoInEs
Broxnuikés eetdoels, ol Bupeoelbikés OpUOVES Kal
1a nnaukd évlupa Ba anokigioouv tuxdév Bupeoel-
dondBeies h nnatondBeies, aviiotoixa. Eni unowias
vooou tou Wilson, npénel va eleyxBei o xankds opou
Kal oUpwv, kaBws kal n oepoudoniacuivn opou.
TéAos, yia tov anokAelopod evioniopévns BAaRNs otnv
neploxn twv Bacikwv yayyniwv, pnopsi va ¢ntnbei n
payyvnukh togoypagia.

Na m diagopikh Sidyvwon and us veuponoyIKES
KATaotdoEls Mou pnopouv va pignBouv tnv oyipn
duaokivnoia givar EaIPETKA XPNOIES OPIOUEVES NENTES
dlapopés otnv KAviKN gIkéva.

Eexivaovtas and tn xopeia tou Huntington, pno-
POUWE VA NOULE O XOPEIAKES KIVAOEIS EXOUV XAOTKO
Xapakthpa, os avtiBeon pe 1o pubpiko, enavadap-
Bavopevo npdtuno s éyipns duokivnaias. Enions,
N CUPPETOXN TOU PETMNOU Kal Twv @pudidv eival
noAyu ouxvotepn, evd TOU oTOpatos noAu ocnaviod-
tepn. Ténos, n yAwooa pnopsi va npofdanel kal ous
dUo Kkataotdoels, wotdoo oy Owiun duokivnaia o
aoBevhs pnopei va tn ouykpathoel éEw and 1o otdua,
€V oTn xopeia tou Huntington cuvhBws éxi (yAmooa
xapainéovta).

Y1nv otopatoyvaBikn ductovia (cuvbpopo Meige)
Ol KIVAGEIS €ival BUCTOVIKES e MAPATETAPEVES YUTKES
OUONAOEIS, CUPPETOXN ToU Pumdous NAATUoHATOS Kal
BAepapoonacpo. Akdun, ol KIVACels duoxepaivouy T
paonon Kal v katdnoon, ennpeadovias onuavukd
Aertoupyikdtnta, KAt nou onavilel otnv dyiun duoki-
vnoia. X& veapd Gtopa PE CUPPETOXN TWV AUXEVIKMDV
LUV, 10 evdexduevo npwtonabous auxevikhs Suoto-
vias Ba npéner va anokAeiotel. LuvhBws, n tedeutaia
e€eniooetal pe Ppadutepous pubuous and tnv dyiun
duokivnoia.

O1 otepeOTUNIES TWV XPOVIWV YUXWOIKWV €ival Ou-
vhBws Alydtepo pubuikés Kal NEPICOOTEPO CUVOETES
ané us KIVAoels tns oyipns duokivnoias. TéAos, n
diadsinouca epeAavion KIVNTKWOVY KAl puVNTUKDV TK
npooavatonilel otn diatapaxnh Tourette.

MNpéAnyn kal Bepansia

O1 kateuBuvtnpes obnyies yevikd anoBappuvouv
NV NAPATETAPEVN XOPHYNoN aVUYUXWUK®DOV OE VO-
oous 6Nws n katdBAiyn, ol ayxwdels dlatapaxés, ol
diatapaxés NPoownikéTNTas Kal 10 PPaxy YUXWTUKO
eneloddio. Akdun kal otn oxICoPpévela, NPENEl va
enibidketal n dilathpnon s eAdxiotns anotelecpa-
ukns 6oéons. |6iaitepn Npocoxh anaiteital ous opd-
bes uyniou kivduvou. Anapaitntos ival o TaKukos

€neyxos KABe 3 pAves yia TV TUXOV ePpAvion dyiuns
duokivnoias. [5, 23, 24]

Epdoov diayvwotei dyiun duokivnaoia, unopei va
dokiyaotel n peiwon s dons, n nAhpns diakonh A n
andayn ané éva kAaooikd oe éva ATuno avuyuxwuko.
MNaviws, enapkns tekunpiwon GU AUTES Ol TAKTUKES
obnyouv oe eAdttwon s duokivnaias dev undpxel,
pe povn niBavnh e€aipeon tnv adfayh oe kAolanivn.
[25] Tevikd, ouviotdtal n otadiakh Peiwon ts avuyu-
XWUKAS aywyns Kal N avapovh anoteNéouatos npiv
v addayh oe anfo, dtwno avuyuxwukd. H nAnpns
dlakonh s avuPuxwukns aywyns, eKtos Tou 6t dev
€ival ndvta anoteAeouatkn, yKUPoOVel 10 coBapd
KivOuvo unotpomnns ts vooou.

H xpovia xpnon avuxoAivepyik®v, av kal oupBaivel
Katd képov atnv kAvikn Npdén, paivetal nws 6xi Yovo
bev nponapPaver h avupetwnilel tnv dwiun duokivn-
ofa, aAAd eviote pnopei kal va v enidevaoel. [5]

Z€ NEPINTWON NOU QUTES Ol TAKTKES Hev anodwoouv
n eival adlvato va epapuootoly, CWEEId PAPHUAKO-
AoYIKWY Napaydviwy éxel GOKIPACTE yia TNV avu-
peEwmNIon s dyiuns duokivnofas pe apiieydueva
anoteféopata. Xkéniyo kpivoupe va avapepBouv ol
napakatw:

O1 Bevlodialenives xpnolponoloUvial BAcel ths uno-
uBgpevns cuppetoxns 1wv GABA-pYIKMDV VEUPDVWV
otnv 6yiun duokivnoia. Qotdéoo, oagph anoteféopata
O¢ @aivetal va undpxouv. [26, 27] L& kdBe nepintw-
on, npoupdtal n kAovalendun oe 660o¢ls 0,25-6mg/
nePQ.

To Gingko Biloba (EGb-761) Bpé6nke npdopata
VO OUVEICQEPEI ONPAVTKA OTN PEiwaon tns OYiuns
duokivnaias, [28, 29] wotdoo nepIoodtepes PeNETES
efvar anapaitntes yia va enefaiwbel n anoteNeopa-
ukéNtd tou. O1 ouviotwpeves 660EIs Kupaivovtal and
80-240mg/npépa.

H tetpaBevadivn Bewpeitar du pnopef va fonBnoel
péow aneneuBépwons tns vionapivns and ta Nnpocu-
vanukd kuotidia. Gaivetal va gival anoteAeopatkn oe
b6oels 12,5-200mg/nuépa [30-34], wotdoo nepiocsd-
Tepn €peuva analiteital kal €dd yia v tekunpiwaon
s dpdons ns.

H Brtapivn E éxel xpnolponoinBei o€ uynnés 6oaoels,
otoxelovias otny avaotaAtkh tns 6pdon oto ofeldbw-
TUKO OTPES KAl 0T0 NwSs auth Ynopouoe va ennpedoel
I Oleyeptotogikdnta. Ta anoteféopata dev htav
neioukd. [35]

H apavtadivn éxel xpnoipgonoinBei pe enituxia og
ouyxXopnynon Pe avuyuxwukd yia v avupetnion
ms oyiuns duokivnaias. [36] Kar edmd n dpdon tns
niBavotata ogeifetal otn peiwon s dieyeptotog)-
kéwntas, péow avaotonns twv NMDA unodoxéwv.
[37, 38] Xuviotdtal n xophynoh tns o€ ddoels 100-
300mg/nuépa.

H ev ww BaBer eykepanikn Siéyepon oty éow poipa
s wxpds oPaipas éxel GOKIUAOTEl 0 NEPIOPIOLE-
vo aplBu6 aoBevv. [39] Mnopei va epappootei o
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aoBeveis pe dYIN duokivnoia avBiotduevn og onola-
onnote dNAn evbedelyuévn Bepaneia Kal Ye oNPAVUKA
€kntwon s Aeritoupyikdntas. Qotdoo, n enéufaon
Ba npénel va yivetal pévo oe eEeIBIKeEUPEVa KEVTPA.
Ténos, n BanBevadivn (valbenazine) éAafe ponis
diyous pnves npiv €ypkion and tov Apepikavikd Op-
yaviopo Tpogipwy kal @appdkwy ws 10 NPWTto pap-
pako nou Bepanelel v dyiun duokivnoia. Mpodkertal
yia évav ekdexukd avaotoiéa tou VMAT2 unodoxéa,
0 onoios puBuilel tnv Nnpoouvanukh anefeuBépwon
vionapivns péoa otn cuvayn. H éykpion Baciotnke
owmnv épeuva KINECT 3, nou 01e€nxBn o€ 225 aoBeveis
pe oxiCoppévela, oxiCoouvalioBnuatkh diatapaxn Kal
blatapaxés s di1dBeons, Ye otatioukh onpavukn Ben-
tiwon oyiuns duokivnaias oe oxéon e To placebo. [40]

Mopsia kai npéyvwaon

H owipn duokivnoia eykabiotatal cuvhBws Unouna,
petd évav €ws Kkal €81 phves and v évapén avuyu-
XWUKAS aywyns Kal Jnopei va enipeivel yia xpovia,
aképa kal 614 Biou. KaAdtepn €ival n nopeia s oe
véous aobeveis. Aiel va onpeiwBei du n andayn o€
avuPUXwuKko dIapopetKAS 10xU0s N N Peiwon s
ddons tou pnopel va odnyhoel og eppdvion dYiuns
buokivnaoias. TéAos, T0 GaIVOUEVO UNOPET va EUQAVI-
otel akOPa Kal YETd T BIaKOMA TS aywyns.

Maviws, N Npéyvwaon s dyiuns duokivnoias Petd
and dlakonh tou eappdkou Bewpeital kaAUtepn and
10 napenBov. [41] H nopeia s éyiuns duokivnoias
aoBevous und Slapkn avVTIYUXWUKA aywyn NapapEvel
ouvhBws apetdfAntn, ektds Kal av auEnBei n ddon
T0U pappdkou. [42]

Enifoyos

H éwipn duokivnoia napapével pia katdotaon 6U-
okonn tGoo otn didyvwon Aoo kal otn Bepancia s,
napd v ePEAvVIoN twv VEOTEPNS YEVIAS aVUYPUXWT-
KOV Kal TwV GApPAKWY YIa TNV aVUUEIDNION NS, X&
k&Be nepintwon, n npdéAnyn eival kaAUtEpn and
Bepaneia, pe takukn napakoNouBnon tou acBevous
Kal S1athpnon tns aviPuxwukhs aywnyns ots 600 1o
duvatdv endxiotes anoteAEoPATKES OOTEIS.
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KAHPONOMIKEZ ATAZIEX

MpoBatds A., Xtaudn 1., MnéAdou E., Mapoyidvvn Xp., ToiuoUptou B., Xat(nyewpyiou I.

Neuporoyikn KAvikr Maverotnuiou ©sooanias

MNepiAnyn

Atatia opiletal n abuvapia diatpnons uoloNoyikNs otdons OmPATOS Kal opandtntas Kivhoewy. Anotenei
KUplo oUuntwua noNAwy enikintwy Kal KANPOVOUIKWY VEUPOAOYIKWDY SIaTapaxwy.

To napoév Gpbpo enikevipvetal ous KANPOVOIKES ata&ies. H kAnpovounon twv VOoNPATwY autv Noikinel
Kal €xouv NepIypagel poviéna autoowpatkns Kupiapxns/unodnenduevns, @uAooUvOeNs Kal Pn pevieniavns
kAnpovopnons. Mapddelyua pn pevieniavhs kAnpovounaons eival ol yevetkés BAdRes tou ptoxovopiakol DNA.
K&Be pia and us avwtépw katnyopies avanUetal NEpAtépw Kal neplypd@ovial Kai ol KAVIKES ekdNAWDOEIS Twv

ENIPEPOUS VOONATWV.

Katannyovtas npoteivetal n diayvwotkh npooéyyion tou aoBevous pe ataia.
Né€eis eupetnpiou: Atatia, yeveukn ata€idv, vwuaionapeykepanidikes atagfes, pitoxovopiakd voohpuata.

HEREDITARY ATAXIAS

Provatas A., Stamati P, Bellou E., Marogianni Ch. Tsimourtou V., Chatzigeorgiou G.

Department of Neurology, University of Thessaly

Abstract

Ataxia is defined as the inability to maintain normal posture and smoothness of movements. It is a promi-
nent feature of many acquired and hereditary neurologic disorders.

Current review is focused on hereditary ataxias. The mode of inheritance of these diseases varies and auto-
somal dominant/recessive, sex-linked and non-mendelian inheritance patterns have been described. Certain
mitochondrial defects are examples of non-mendelian inheritance. Each of the above categories is further
analyzed and the clinical manifestations of the various diseases is described.

Finally, a diagnostic approach to patients with ataxia is proposed.

Key words: Ataxia, genetic of ataxias, spinocerebellar ataxias, mitochondrial diseases.

EIXATQrH

Ynv kaBnpepiva kAIvikn Npagn o veupondyos €pxe-
10l avUPETWNOS PE TNy atagia ws oupntwpa. O1 nepio-
0o6tEPOI aoBeveis Nndoxouv and voohuata otd onoia
n ata&ia anotenei pépos tns cupntwuatodoyias. Eva
HIKpG NoCooTO aUTWY avagpépetal ats KaBapés pop-
@€s ata&ias Kal and autés €va PIKPOTEPO MOCOCTO OUS
kANpovopikés pop@és. O kANpovopikEs atagies eival
gia ondvia opdda nabnoewy otov yevikd nAnBuoud
kal n didyvwon tous, dnws Ba napatebei napakdtw
anotedsl npékANon yia tov veuponodyo, v Gev eival
onAvies ol NEPINTWOEIS oUs onoies dev pnopsf va tebel
Ue olyoupld n oploukh Sidyvwon.

O1 apiyms kAnpovopikes ataies anotefolv yeve-
uK@ voonpata nou akoouBouyv gite 1o pevieniavd
npétuno kAnpovopnons (AUTOCWHATKE ENIKPATNTKE/
unoAemoépeva N puioolvOETa voohata) &ite 1o pn-

Neuponoyia 26:5-2017, 37-41

PIKO NPdTUNO KANpovOuNnaons (yevetkés BAAPRESs tou
Tou pitoxovépiakou DNA). Mapakdtw Ba avanuBouv
Ol Katnyopies autés xwplotd kal Ba yivel emAektkn
uveia ous onpavukotepes KAIVIKES HOPPES NS KEBe
Katnyopias.

AYTOZOMATIKEZ EMIKPATHTIKEZ ATAEIEZ

O1 autoowpatikés enikpatntkés ata&ies (AEA)
anotenouyv pia opdda povoyovidiakmy Voohpatwy
nou xapakwpilovial and KEBewn kAnpovounon Kal
xwpilovtal o€ 1peis peydnes katnyopies [Shakkottai
V.G. et al 2013, Storey E. et al 2014, Pagon R.A. et
al 2016]. H npwtn katnyopia nepifapPaver us vwual-
onapeykepanidikés ata&fes (Spinocerebellar Ataxias,
SCA), tnv odoviwtoepuBpowxponoulciavi ekpuion
(Dentatorubral-pallidoluysian atrophy, DRPLA) kai us
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MpoPatds A. kal ouv.

enelcodiakés ataies. O diaxwpiopds autos yivetar Ba-
O€1 KOIVAV KAIVIKGOV onpeiwy kal cupntwpdtwy. O ev
Adyw kAIvikEs ovidtntes anotedoUv ondavia voohpata
ye eninoaoud atov yevikd nAnBuopd oty Eupinn
1-3/100.000 pe ouxvotepes auTEs Nou opeifovial os
enéktaon ns afuocidas noAuydoutapivns. EninAéov,
éxel Bpebei 6 wWinol napeykepanidikhy ata&idv eival
OUXVOTEPOI O€ OUYKeKPIYévous NANBuopoUs énws n
SCAZ2 xai n SCA10 otous Me€ikavous.

Nwrtiaionapeykepanibikés ata€ies
(Spinocerebellar Ataxias, SCA)

O1 SCA €ival pia opada eEalpetkd ETEPOYEVDV VEU-
poekPUAICTKDY ouvOPOUwWY. Méxpl chpepa €xouv
neplypagei nepi ta 43 ouvdpopa SCAT-43. Na v nAel-
oVOTNTA TWV CUVOPOHWY aUTWY, £XOUV TAUTONoINBEl ta
naboyova yovidia, eV yia OpIoUEVES and AUTES EXOUV
tautonoinBei ol yeveukoi ténol. Xapakinpidovial ev yé-
vel and npoodeutkd eCenioodpevn ata&ia , diatapaxes
opBanpokivnukdtntas, ducapBpia, NnupapiSIkG Kal
e€wnupapidikd onpeia, kaBws kal and penayXxpwatkn
ageiBAnatpoeidbondBeia, Bapnkoia, Kal NEPIPEPIKN
veupondBeia. Autd ta KAvikd ouvdpopa peE TNy oelpd
TOUS €XoUuV KatnyoplonolnBel nepartépw oe Tpeis Ka-
nyopies Bacel s KAIVIKAS Tous €Ikovas [Sun Y.M. et
al 2016 kar OMIM npdofaon 18-6-2017].

H npwtn kawnyopia nepidauPaver us SCAT,
SCA2,SCA3, SCA10, SCA12, SCA13, SCA14, SCA17,
SCA19/22, SCA20, SCA28, SCA40, SCA41, SCA42
kal SCA43. Ta olvdpopa autd napouaidlouv KAVIKG
@aivétuno o onoios nepinappaver ektés tns atatias
KOl SUPNTMPATa and tnv nupdpidikh 06, 6nws ona-
oukotwnta, {wnpd tevovua aviavakAaotkd, onpeio
Babinski, onugia and 1o e§wnupapikdiké cuotnua
o6nws xopeia, duatovia kal 1pdpo kabws kal npoofo-
AN Twv NEPIPEPIKDY KIVNTKDV veUpwv. MNapdidnia,
unopei va nepinauBdvouy diatapaxés anod us avate-
PES voNnTuikés Agitoupyies, tnv oeBadpokivnukdtnta,
KDPWon, Yuxiatpiké cupntpata kal S1atapaxes
ToU Unvou 6nws 10 ouvOpopo avhouxwy dkpwv. H
évapn s vooou kanuntel paopa and v VEOoyVIKN/
naidikn nAikia pyéxpl kar v evhdiko {wn.

H ouykekpipévn katnyopia dUvatal va xwpIotel ni-
pépous oe 3 opades, Bdoel tou €idous s petdniagns
Kal tn evténions s oto yovidio. H mptn opdda ago-
pa us SCA 1,2,3,17, kai xapaktinpidetal and duvapikés
petanid&eis twv yovidiwy otnv kwdikonolioload nepi-
oxh. H &eutepn opdda nepifapPavel us SCA 8,10,12
Kal xapaktnpiletal and duvapikés petannactels twv
yovibiwv ous pn KwdikonoloUoes nepIoxés. TéNos,
n tpitn opdda nepinapPaver us SCA 13,14,15,18,
19/22,21,23,27,28,41,42,43 pe Xapakinpiouko us
onpelakés petanndagels twv yovidiwy.

H &eutepn katnyopia nepidapBaver tnv SCA7 n
onoia extés s ataias nepinapBdvel apeiBAnotpo-
e16ondBeia kal diatapaxes s 6paons.

H tpitn katnyopia nepifapPdver us SCA5, SCA6,

SCA11, SCA15/16,SCA26, SCA31. To XapaktnpIoukd
auUTMV TV KAIVIKOV ouvOpduwy gival T napoual-
adouv poévo atatia kar xapaktnpilovial ws YVNOIES
atagjes.

YUS avwiépw Katnyopies ev el npootiBetar pia
aképn, n onofa nepinapBdvel ta olvdpopa ekeiva ota
onoia npoetapxel n aioBnukn ataia kai nepiAapPavel
us SCA4,SCA8, SCA18, SCA23, SCA25.

Ta napandvw kAivikd oluvdpopa sivar ondvies kAl-
VIKES OVIOTNTES Kal N NAgloyn@ia Tous éxel avapepBei
ota nAaiocla avagopds nepintwoswy. O eninofacpés
twv SCA kupaivetal 0,001% €ws 0,005%. H nopeia
Tous ouvnBws eival apyn kal Npoodsutkd enidel-
voupevn pe tov acBevih va napoucidlel onuavukn
avannpia apketd xpovia Petd v évapén s oupniw-
patonoyias.

OboviwroepubBpowxpoiouiciavi
ekpuion (Dentatorubral-pallidoluysian
atrophy, DRPLA)

H DRPLA anotedsi autoowpatkn enikpatntkn
ataia. Xapaktnpicetal anod ataia, eEwnupapidikni
oupnwpatonoyia 6nws XopeloaBeTWaIKES KIVATEIS,
buotovia kar BanAiopd, pudknovo, eNIANMATKES KPIOEIS
kal avola [Takahasi H. et al 1988]. H évap&n napa-
npeital and v naidikn nAikia Péxpl kai tny evafiko
(wn. Eni éwipns évap€ns n kAivikn ikdva tauticetal
pe tns SCA17.

Eneioobiakés ata€ies

O1 eneicodiakés atagies diakpivovtal og oKt KAl
VIKG oUvopopd, n poplakn Baon twv onoiwv givar n
biauiondBeia. Xapaktnpiotukd tous gival n napofu-
OMIKA epeAavion enelcodiwv napeykepanidikns on-
pelonoyias, didpkelas and pepika deutepdenta €ws
Aiya Aentd kal autdpatn Ueeon, pe ouvodeia aNdwy
oupnNtPATwY Kal onpeiwv énws o idiyyos, o vuotay-
poés, n unepdieyepOIPOTNTA TWV NEPIPEPIKWDY VEUPWV
kai ol emAnnukés kpioeis [Choi K.D. et al 2016].

TeVETIKN TWV AUTOOWUATIKWV EMIKPATNTIKWYV

ataiov

O1 SCA anotefolv 6nws avapépBnke povoyoviol-
0KG VOONPATA PE AQUTOCWHATKS €NIKPATNTKO TPONOo
kAnpovépnons. And 1o ouvono twv SCA uoddis 28
yovibla €éxouv APECT CUOXEUOTE! PE OUYKEKPIPEVA OUV-
bpopa (SCA 1-3, 5-8, 10-14, 15/16, 17, 18, 19/22,
21,23,26-29, 31, 34-36, 38, 40, 41, 42, 43). a us
SCA 4, 20,25,30,32,37 €xouv evioniotef Ol YEVEUKOI
ténol, evad yia us SCA 9, 33, 39 éxi [ Durr A. 2010,
Sun Y.M. et al 2016 kar OMIM npdoPBaon 18-6-2017
1. Ta unetBuva yovidia yia k&6e vooo napouacidlouv
pia nAgiada petanfatewy, TG00 ONPEIOKWY Kal €Na-
vannyewy, kupiws tpivoukAeoudiwy, 600 Karl eAAeiu-
pata, og kwOIKonoloUaoes, Kal Pn KwdikonoloUoes
nepIoxés twv yovidiwv. H nAgov ouxvh popoh pe-
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tanAdgewv gival n enavainyn tpivoukieoudiwvy. Exel
avayvwpIoTel onpavukés apiBuds NoAUPoPICHWOY
ota yovidia autd pe Siagpopetkd apiBud enavanhyewy
xwpis v ékppaon véoou . Otav o apiBuds twv ena-
vanhyewv Eenepaoel évav CUYKEKPIUEVO oubo, TOTE
10 yovidlo ekppadletal ws naboyoévo. Xapakinplioukd
napadeiypa eival n SCA1, 1o unedBuvo yovidio tns
onoias €xel éva eUpos anod 6 €ws 39 enavannyels Tou
tpivoukieoudiou CAG. Ooo nepioocdtepes ival ol
enavannyers twv tpIvoukAgotudiwy, 1000 NEPICOOTE-
po duodetoupyikh yivetar n napayoéuevn npwreivn.
O apiBuods autods twv enavadnyewy augavel Pe v
népodo twv yevewv. O andyovol napoucidlouy pe-
yanutepo apiBud enavafnyewy and tov yovéa nou
Tous kAnpoddtnae to yovidio. O augavduevos apiBuds
enavanhyewv ennpeddel kal tnv nAikia eueavions
s cupnwatonoyias. To gaivépevo autd kadeital
YEVETIKN enioneuon kal Enyei tnv pIKpOtEPN nAiKia
évapéns s cupntwpatonioyias pe tnv napodo twv
yevewv. To QaIvOUEVO NS YEVEUKNS enfoneuons Oev
(paivetal va undpxel ous onpelakés petanndéels. Tus
atagies ous onoies uneUBuva eival yovidia pe onyel-
akn petdinagn n évapé&n ouvnBws ocupBaivel vwpis
otnv naidikh nAikia Pe XapakinNPIoUukh NPOOdEUTKA
endeivoupevn nopeia. EninAéov, éxouv napatnpnOei
de novo petannaters.

AYTOXQMATIKEZ YMOAEIMOMENEX
NAPETKE®AAIAIKEX ATAEIEX

O1 autoowpatkes unonemopeves ata&ies (AYA)
kAnpovopoUvtal PE ToV auTooWHatiKG Unoneinduevo
PONo, oUPPWVa PE TOUS KaVOVes Tns pevieiavins
kAnpovopikdtntas. AnoteAolv enfons ondavies diata-
paxés nou xapaktnpidovial and veuposk@uAion Kal
avantwélakés diatapaxés 16oo s napeykepanidoas
600 Kal Tou vwuaiou yueioy, eva n évapén tns ou-
unwpatodoyias eival ouvABws otnv naidikn nAikia,
npiv ta 20 éin [Mancuso M. et al 2014, Beaudin M.
et al 2017].

Xwpidovtal pe tnv ogipd ToUS O€ TEGOEPIS ENIPEPOUS
katnyopies avaddyws tou pnxaviopou ekdhAwaons
s vOoou.

H npdtn katnyopia €ivar ol ekpuiiotkés ataties
UE KUplo eknpdowno v atagia Friedreich. Mpodkeital
yld tnv nio Koivh unodsinépevn napeykepanidikh
atagia owov kaukaoiavé nAnBuopd [Campuzano V.
et al 1996]. H évap&n s ocupntwuatonoyias yivetal
petatu 2 kar 16 wov [Harding A.E. 1981] kai nepi-
AapBavel npoodeutkd endeivoupevn atagia oo Twv
dkpwv 600 Kal Tou KoppoUu, ducapBpia, nupapidikn
onpelonoyia pe abuvapia Kal atpogia YUV Kupiws
twv kdtw dkpwv, onueio Babinski, diatapaypévn ev
w BaBel aiobnukdnta. Ta tevovua aviavakdaotukd
ouvhBws anoucialouv, anfd €xouv NepIypagei kai
nepINtoels pe (wnpd aviavakAaotkd. EminAgov, ol
aoBeveis napouaoidlouv okeneukés avwpanies, Gnws
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okofiwon Kal avwpadies tou BwpakikoU kAwPou,
puokapdiondbeia, eviote Bapid, n onoia pYnopei va
odnynoel atov Bavato kai diatapaxés tns opBafpo-
Kivnukotntas. TéRos, éva pikpd nocootd acBeviv
duvatdv va gueaviosl Bapnkoia, atpogia onukou
veUpou kal dlatapaxés s avoxns ts yAukodns ou-
pnepifapBavopévou tou cakxapwdous diapntn.

Adda ouvbpopa, onavidtepa, otny opdda auth
givar n pitoxovoépiakh unodemoépevn ata&ia (Ml-
RAS), 1o ouvbpopo Charlevoix-Sagnuenay pe tnv
XAPAKINPICTKA onactukotnta, N NEMIPNS €vapens
napeyke@aniOIkh atagia pe diatnpnUEves TeVOVTES
avtavakAdoels, n veoyvikA vwualonapeykepanidikn
atagia, 1o olvdpopo Marinesco-Sjogren, n ataia pe
avendpkela ouvévCupou Q10 kar n ata&ia onioBiwv
deopv pe penayxpwotkn aueiBinotposidondBeia.

H atatia nou ogeifetar o avendpkeia Q10 ano-
tefel Eexwploth, onpavukh ovidtnta kabs pe uno-
Katdotaon tou ouvev{Upou duvatal va BeAtwbei n
kAvikn gikéva [Musumeci O. et al 2001].

H SeUtepn katnyopia nepifapdavel us ataies
nou oxetiCovtal ye BAGRN otous pnxaviopous eni-
816pBwons tou DNA. Xapaktnplotkd napddeiypa
eival n ata&io-tnAeayyeiektaoia. Xapakinpiletal and
npoodeutikd enideivolpevn atatia, xopeloabetwal-
Kés KIVAOEIS, tnAgayyelektaoies oto &€ppa Kal Tous
opBanpous. Eninnéov, ol acBeveis eival enippeneis
ous AoIMWEEIS TOU avanveuotikoU Kal TS aldatonoyIkEs
Kupiws kakonBeies [Rothblum-Oviatt C. et al 2016].

Xtnv katnyopia auth eminAéov ta&ivopouvtal n ata-
&fa pe onukokivnukh anpa&ia wnou 1 kal 2, n vwual-
onapeykepanidikn ata&ia e a&ovikn veupondBeia Kal
n pyeAayxpwpaukn Enpodeppia [Sailer A. et al 2012].

H tpftn katnyopia nepinapBavel us ouyyevels ataties
Kal XapakKtnpIoukd us Suopop@ies tns napeykepani-
bas énws n unonnacia kal N anfdacia s NapeyKe-
@anidas, v andacia tou ok®ANKa, T cuvdpopo
Joubert, kai us duonnacies Chiari kal Dandy-Walker.
H kAIvikn €IkOva twv ouvdpopwy autiyv nepinauPavel
€KTOs TNs atagias tov udpoképano, Us eNANMTKES
Kpiogls Kal tTnv onacukdnta

H tétaptn katnyopia nepidapPavel us ataties oe
¢6apos petafonikmv voonudtwy. H onpavukotepn
€€ autv €ival n atagia and pepovwpévn avendpkeia
Brrapivns E, kaBs Bewpeital avaotpéyiun. Lty oud-
6a auth nepifapPBdvovial Auccoowuiakd voohuata,
biatapaxés tou kUkAou tns oupias, n vooos Wilson, ol
AeukoduoTpoPies Pe KUPIO EKNPOOWMO Ty adpevo-
Aeukoduotpogia, kal dndes evboyeveis Siatapaxes 1ou
petaPoniopou. Emnnéov, n veupoakavBokuttdpwon
Ue nio ouxvh tnv apntafinonpwteivaipia.

H veupoakavBokuttdpwon npdkeital yia opgdda
unonemoépevwy voonpudtwy xapaktnpildpeva and
napoucia akavBokuTtdpwy OTo NEPIPEPIKS aipa Kal
ekpUAIoN HOPWV TOU KEVIPIKOU VEUPIKOU CUCTAPATOS.
Av kal 1o oUvnBes gival N napoucia UNEPKIVNTKWDV
diatapaxwyv, éxel Bpedei 6u ouvdudaletal ye unopnta-
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MpoPatds A. kal ouv.

Ainonpwreivaipia kal avendpkeia Bitapivns E, ouvenms
Kal ata&ia.

Fevetikn twv unoAeINoépuevwv KANPOVOUIKWY

ata§iov

O1 unoneinépeves ataties gival povoyovidiaké vo-
ONPATa PE TO aUTOOWPATKG UNoNEINOPEVO NPATUNO
kAnpovopunons. Mpodkeital €ite yia onpeliakes petan-
A&Eeis kal eNfeipuata, €ite yia enavannyels voukne-
oudiwv. O1 yetanAdgels ynopei va anaviovial 1voo
otnv kwdikonolouod, 600 Kal atn pn kwdikonoloUad
neploxn tou yovidiou. Xnv atagia Friedreich n pe-
tdAdagn apopd enavadnyn tou tpivoukdsoudiou
GAA 010 npwto IvIpovIo Tou yovidiou ts gpatagivns.
®uolonoyikd avixveuovtal 8 pe 22 enavannyels, v
otnv ata&ia Friedreich 66 pe 1700.

OYANOLYNAETEX ATAZIEX

O1 puioouvdetes atagies sivar pia pikph opdda
ata§wv, ol onoies kAnpovopouvtal e tov puAooUv-
beto 1pono. Ta yovidia edpalovial oto xpwpdowa X
Kal Adyw tns povadikdINTAs TOU XPWHOOMHATOS OTd
dppeva, 1o ouvono twv popéwv NAoxel avetdptnta
ano 1o av 1o yovibio gival unoAsNduevo N eNIKPATES.
Ta Bhnea eival katd kavéva Qopeis kal 6ev vooouy,
€KTOS av €ival opolUYmTES. XapakIinpIloukd napd-
delypa punoouvdetns ataias eival n puiooUvdetn
o1bnpoBAacukn avaipia ye ata&ia. Mia 181aitepn
nepintwon guiooUvdetns atagias eival n oxeuldpe-
VN pe 10 ouvbpopo eubBpauotou X. Apopd Kal autd
Kupiws dppeves Avw twv 50 €1V Kal xapaktnpiletal
and npoodeutkn atafia kal dPo kKabws kal Ania
VONTKN Uotépnon.

MITOXONAPIAKA NOXHMATA

Ta pitoxovdplakd voohpata anotedouv pia 161ai-
tepn opdda voonudtwy, ta onofa katd Bdon eival
nofuouotnpatkd. H cupntwpatonoyia tous agopd
o€ 6pyava ta onoia anaitouv Yeydna nood evépyel-
as Kal gnopoulv va npoépxovial, eite and petanna-
€e1s oto pitoxovdpiakd DNA, ite and petanndels
oto nupnvikd DNA, o€ yovidia 6pws nou agopolv
10 pitoxévdplo Kal v Agitoupyia tou. To npdtuno
kAnpovépnons noikifel. Av npokeital yia yetdiagn
oto pitoxovdpiakd DNA pévo n puntépa kAnpovopel
ota naidid o voonpa. Eni petdndagns oto nupnvikd
DNA akodouBeital n pevieAiavh KANPOVOUIKOTNTA
[DiMauro S. et al 2013]. Edw cupnepifapBdvovtal
peta&u dnnwv n puokiovikh atagia pe kUpia vooh-
pata tn puokAovikh eniAnyia pe epuBpopakmOels fves
(MERRF) kal 1o ouvépopo Kearns-Sayre.

KAINIKH KAI EPTALTHPIAKH MPOZEITIZH
TOY AXOENOYZ ME ATAZIA

O aoBevhs pe napeyke@anibikn atagia anotenel pia

and us yeyanutepes NPokANGEIS yia Tov veuponldyo,
Kal autd 616t n atafia ws cUunwpa cuvodeUEl pia
nAeidda veuponoyik®V voonpdtwy. To Mo onpavuko
gival va diacapnviotel av npokeital yia eniktntn N
kAnpovopikh ata&ia.

Akpoywvidios AiBos otn dlayvwotkA NPoacéyyion
s atagjas eival 1o AeNTopePEs 10TopIKG. Autd apopd
apxiké oto €i60s Twv cuPNIWPETWY, otov XpOvo évap-
€ns autwy, KaBws kar atny petafonh Tous otov XpOvo.

H np@iun évapén twv cupntwpdtwy pe npoiolod
enmdeivwon B€tel tnv undvoia unodsindPevns au-
T00WHATKAS atagias, evi n dYiun évapén pe apyn
endeivwon kateuBuvel NEPICOOTEPO OF EMIKPATNTIKA
autoowpatkh atagia tou Wnou twv SCA h oty ogel-
Aduevn o€ to€ikés ouaies. AvtiBeta, n oegias évaptns
napeykepanidikn ata&ia Bétel tnv unoywia eniktntns
UMNOKEiUeVNS ouvoonpdtntas énws, kakonBeia (napa-
veonAdopauké olvopouo), anopuenivwukd fh auto-
Avooa voohpata, ayyelakés diatapaxés kal AoIwmoels
N petanolgmoels Kataotdoels.

Emikoupikd Asitoupyei kar n napouacia dndwv cuvo-
by voonpdtwy nou duvatal va ocuvodelouy TUnous
napeykepanidikns atagias 6nws n pefayxpwaotkh
augiBinotposibondBeia. EninAéov, onpeiwvetal n
Katéxpnon ankodn, n ékBeon oe T0€IKéS ouoies Kal ou-
vekupdtal n xpévia h nponyoUpevn AAYN Gappakwy
Onws Nx aivuvIoivn. ZNPavukd oToIXeio Oto 10T0PIKO
gival ol S1atpoPIkés ouvnBeles Tou aoBevous anod us
onoies Ba 1€Bel n unévola yia €ANEIYN CNPAVTUKDV
Brtapivadv h Ixvootoixeiwv dnws n Bitapivn B12.

AkonouBws, onpavukhn B€on KAtExel Kal T0 OIKOYE-
VEIOKG 10T0PIKG. Znpeimvetal n Unapén dARwv atduwy
OT0 €UPUTEPO OIKOYEVEIaKS nepiBaniov e napopold
oupntwpatooyia kar ofokAnpwvetal yeveanoyikd oé-
VIPO PE oKono Ty UpeEaN Tou Tpdnou kKAnpovounons.
To €ibos kAnpovdunons Ba pas kateuBuvel NPos
owoth KateuBuvon yia v ektéAeon nio eEeIBIKEUE-
VOU €R€yxou ONws O YEVEUKOS.

‘Ooov apopd otn veuponoyikh eEétaon tou aobe-
vouUs, Ba npénel va efeyxBei to ouvono twv Aetoupyl-
KWV cuotnudtwy kal va 500l €upacn otn CUPPETOXN
1000 ToU NUPapIBIKoU 600 Kal Tou eEwnupapidikou
OUOTAPATOS, KABWS Kal Tou NEPIPEPIKOU VEUPIKOU
ouothpatos. Enfons, onuavukn eivar n e€étaon twv
AVATEPWY YVWOIAKDV NEITOUPYIMV Yid anokneiopd
Slatapaxwv 6nws 1o clvdpopo tou eubpalotou
X, Onws Kal N €NIoKGNNoN s YeVIKAS €1kGvas Tou
aoBevous yia avelpeon xdv SUCUOPPIDY ONWS N
kugpookoniwaon, depuatkdv BAaBmy 6nws ol tnie-
ayyelektaoies, annd kal 1o npoowneio tou acBevous,
€uphpata ta onoia Ba cupPanouv otnv didyvwon.

H &ievépyeia payvnukns topoypagias eykepanou
og autd 1o otddio ofokAnpvel tn Siayvwotkh OI-
adikaoia kaBws anokneiel dopikés, avantuglakes,
XWPEOKATAKINTIKES KAl ayyelakhs npoéieuons BAdpes.
Mapaninda, avadeikviel anopueAvwtKd voohpata,
Aeukobuotpopies, kal uUAIKE tnv popponoyia tns
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napeyke@anidas kal wwv eniyépous GoUMmY ns.

AkonouBei n ONI1 ta euphpata tns onoias Ba cup-
Badouv otn didyvwon pe éupaon otnv KUTIApoNoyIKA
eCétaon.

Enf unoyias 1 napouaias eniAnnukhs dpactnpidtn-
tas n dievépyela HET kpievtal anapaitntn 6nws kal o
VEUPOPUOIONOYIKOS ENEYX0S TOU NEPIPEPIKOU VEUPIKOU
ouUoTNPATOS 0€ MIBAvVA CUPPETOXN TOU NEPIPEPIKOU
VEUPIKOU OUOTNPATOS.

H e€étaon tou aoBevous yia Slatapaxés and tous
o@Banuous (uenayxpwotkn aupiBAnotposibond-
Beia), ta wta (veupoaioBnthpia Bapnkoia), KaBws
kal tnv Kapdid (uuokapdlondBeia) anotensi Baaikd
otoixeio yia tnv dlagopodidyvwon. Tuvinapén twv
avwtépw Nabhoewv cuvavioUpe os aoBeveis pe kANn-
POVOUIKES atajes.

O epyaotnplakds éAeyxos Ba npénel va nepinapBd-
vel nAnpn Blroxnuikd éfgyxo, cupnepinapuBavopévawy
s B12 kal wwv Bupeoeidik@v oppovav. Avaldyws
v KAIVIKQV evdeiEewy ouativetal 10floyikds €Rgyxos
oupnepiNapBavopévou kal tou HIV, kaBws kal ninpns
avooonoyIkos €Agyx0s UE TAUTOXPOVO EAEyX0 Kal yia
kolAlokdkn. Ytov avooonoyikd éneyxo Ba npénel va
ndvta va nepifapfdvovial ta aviowuata évavu s
GAD.

Avanoéconacto KoPpdu anoteel n pétpnon twv
ennédwv twv Brrapivav E, tou cupniéypatos B, ka-
Bs Kal Twv anoAINonpWIEIVMY yia anokAEIoud Twv
avtiotoIxwv Kataotdoewy nou ogeifovial o€ évoeia
autav. H pétpnon twv eninédwv twv Ainapwv o&éwv
noAu pakpds advoou ival xpholun o€ nepintwon
oupPatns kAIVIKAS Kal aktuvonoyIkns eikévas e Agu-
kKobuotpopia.

Eni tautdxpovns kAivikhs eikGvas avoikou ouvopo-
Hou "/ Kal yuxiatpikav diatapaxav tibetal eninféov
n unévola twv vOowVY prion Ue NePAItépw EAgYXo OTO
ENY twv ev Ndyw deiktdov 6nws n npwteivn 14-3-3
kai e161kétepa s RT-QuIC.

‘Edeyxos yia mBavh napaveonAaopatikn NopeykKe-
@anidikn atagia dievepyeital eni cupPatou IotopikoU
Kal kAIvIKAs €IkOvas kal cupnepiNauPAaver avuow-
pata yia napaveonAaopatkd ouvopopa énws Kal
v nodtpovikn topoypagia yia avadeién mbavns
KakonBelas.

H epappoyn tns véas texvonoyias wwv next genera-
tion sequencing otn kaBnpepivh kAIVIKA avapévetal
va oupPdnel ta péyiota otnv éykaipn kai akpifn oi-
Ayvwon twv aoBeviv PYe KANPOVOUIKES NAPEYKEPQ-
NidIkés atagies.

BigAioypaia

1. Campuzano V, Montermini L, Moltd MD, Pianese
L, Cossée M, Cavalcanti F, Monros E, Rodius
F, Duclos F, Monticelli A, Zara F, Cafizares J,
Koutnikova H, Bidichandani SI, Gellera C, Brice
A, Trouillas P, De Michele G, Filla A, De Frutos

Neuponoyia 26:5-2017, 37-41

R, Palau F, Patel PI, Di Donato S, Mandel JL,
Cocozza S, Koenig M, Pandolfo M. Friedreich’s
ataxia: autosomal recessive disease caused by an
intronic GAA triplet repeat expansion. Science
1996; 271(5254):1423-7.

2. DiMauro S, Schon E, Carelli V, Hirano M. The
clinical maze of mitochondrial neurology. Nat.
Rev. Neurol. 2013; 9, 429-444

3. Durr A. Autosomal dominant cerebellar ataxias:
polyglutamine expansions and beyond. Lancet
Neurol 2010; 9(9):885-94.

4. Harding AE. Early onset cerebellar ataxia with
retained tendon reflexes: a clinical and genetic
study of a disorder distinct from Friedreich’s ataxia.
J Neurol Neurosurg Psychiatry. 1981; 44(6):503-8.

5. Mancuso M, Orsucci D, Siciliano G, Bonuccelli
U.The genetics of ataxia: through the labyrinth
of the Minotaur, looking for Ariadne’s thread.)
Neurol. 2014;261 Suppl 2:5528-41.

6. Musumeci O, Naini A, Slonim AE, Skavin N,
Hadjigeorgiou G, Krawiecki N, Weissman BM,
Tsao CY, Mendell JR, Shanske S, De Vivo DC,
Hirano M, DiMauro S. Familial cerebellar ataxia
with muscle coenzyme Q10 deficiency. Neurology.
2001; 56(7):849-55.

7. Beaudin M, Klein CJ, Rouleau GA, Dupré N.
Systematic review of autosomal recessive ataxias
and proposal for a classification. Cerebellum
Ataxias 2017 ;4:3.

8. Choi KD, Choi JH. Episodic Ataxias: Clinical and
Genetic Features. ) Mov Disord. 2016; 9(3):129-35.

9. Pagon RA, Adam MP, Ardinger HH, Wallace SE,
Amemiya A, Bean LJH, Bird TD, Ledbetter N,
Mefford HC, Smith RJH, Stephens K, editors.
Hereditary Ataxia Overview. GeneReviews®
[Internet]. Seattle (WA): University of Washington,
Seattle; 1993-2017. 1998 Oct 28 [updated 2016
Nov 3].

10. Rothblum-Oviatt C, Wright J, Lefton-Greif MA,
McGrath-Morrow SA, Crawford TO, Lederman
HM. Ataxia telangiectasia: a review. Orphanet J
Rare Dis. 2016; 11(1):159

11. Sailer A, Houlden H. Recent advances in the
genetics of cerebellar ataxias. Curr Neurol
Neurosci Rep. 2012; 12(3):227-36.

12. Shakkottai VG, Fogel BL. Clinical neurogenetics:
autosomal dominant spinocerebellar ataxia.
Neurol Clin. 2013; 31(4):987-1007.

13. Storey E. Genetic cerebellar ataxias. Semin
Neurol. 2014 ;34(3):280-92.

14. Sun YM, Lu C, Wu ZY. Spinocerebellar ataxia:
relationship between phenotype and genotype
- areview. Clin Genet. 2016 Oct;90(4):305-14

15. Takahashi H, Ohama E, Naito H, et al. Hereditary
dentatorubral-pallidoluysian atrophy: clinical and
pathologic variants in a family. Neurology 1988;
38(7):1065-70.

3§ EAAHNIKH
7| NEYPOAOQTIKH
2=J ETAIPEIA



42 REVIEW ARTICLE ANAXKOIMHZH

NMAPOXTYIMIKEZ YNEPKINHZIEXZ
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MNepiAnyn

Mapo&uopikés unepkivnoies ovopAadovial Ol UNEPKIVNTIKES KATAOTACEIS, MOU ouvhBws Naipvouv v Hopen
aKoUOoIwv SUCTOVIKMV N XOPEIOABETWOIKMY KIVAGEWY, Kal Eppavidovtal enaveifnupéva e 1pono napoLucpiko,
noAU ouxvd ekAudpeves and ouykekpipéva epebiopata. Mia ogipd and UMOKEIUEVES KATAOTAOEIS (PAPUAKEUTI-
Khs, petaBonikns, togikns, Aolpmdous h pAeypovmddous Bdons pnopei va odnynoouv o deuteponabeis napo-
€uopikés unepkivnoies. ESW avapepopaote nepiocdtepo ous 1010nabels, Katd Kavova KANPOVOUIKES OPPES
NaPOEUCUIKWY UNEPKIVNOIWY, MOU €XOUV pId YEVETIKA BAon. AUTES Katatdooovtal os 3 Katnyopies, avanoya pe
10 €péBiopa nou us npokanei. Eivar n Mapotuopikn Kivnaioyevns Ynepkivnoia (PKD), n Mapotuopikn pn Kivn-
aloyevhs Ynepkivnoia (PNKD) kal n Mapo&uopikh Ynepkivnoia ekAudpevn pe v doknon (PED). Yus nepIoodte-
PES MEPINTWOEIS, UNApxel avuotoixia pe petafndEels oe ouykekpipéva yovibia nou npokadolv tn vooo, Kal ou-
ykekpIpéva PRRT2 (nou kwdikonolel tny avtiotoixn npoouvantukh npwteivn) yia tny PKD, MR 1 (nou kwdikonolel
NV avtiotoixn, enions npocuvanukh npwteivn) yia v PNKD, kal SLC2AT (nou kwdikonolel Tov Yetapopéa s
yAukodns 1 oto Kevtpikd Neupikd Xuotnua, Glut1) yia tnv PED. Map’ 6Aa autd, undpxel aAfndsnikdAuyn, eva
undpxouv kal aAAa yovidia nou pnopsi va naifouv pédo. Tedeutaia, oty Siagopikn Sidyvwon NEPICTATKDY
E NAPOLUCUIKES UNEPKIVNOIES €xOUuV NPOCTeDEl Kal ol UNePKIVNTIKES Slatapaxés opelnOpeves os petanndgels oto
yovidio ADCY5, nou ekdnivovtal pe eneicddia nou eniteivovial Pe v unvnAia. YuvnBws ol NapoEUCUIKES
unepkivnoies epgavidovtal anopovwpéves oe éva dropo naidikhs nAikias nou eival katd t dida guaolonoyiko,
annd pnopsi va undpxel cuvoonpdtnta pe emAnyia N dAnes napo&uopikés kataotdoels. H Bepaneia pnopei va
gival, avanoya Pe v oUYKeKPIPEVN Napotuopikn unepkivnoia, avueminnukd gdpuaka h Bevlodialenives,
Kal Ketoydvos diarta otnv nepintwon ts PED nou oxetidetal Ye tnv avendpKela Tou petagpopéa yAukodns.

Né€eis eupetnpiou: Ynepkivnaoies, ouvantondBeies, petapopéas yaukddns, EmAnyia, Xopeia, Auctovia

PAROXYSMAL DYSKINESIAS

Pons R.!, Stefanis E. L.

" Department of Pediatrics, Hospital «Agia Sofia», Medical School of the National and Kapodistrian University of Athens
2 Department of Neurology, Hospital «Attikon», Medical School of the National and Kapodistrian University of Athens

Abstract

Paroxysmal dyskinesias are hyperkinetic conditions, usually of the form of dystonia or choreoathetosis,
that appear repeatedly and paroxysmally, usually following specific stimuli. A number of etiologies, such as
specific drugs, or metabolic, toxic, infectious or imflammatory conditions can lead to secondary paroxysmal
dyskinesias. Here we refer to idiopathic, mostly familial forms of paroxysmal dyskinesias that have a genetic
basis. They are divided into 3 main categories, based on the eliciting stimulus. These are: Paroxysmal Kineso-
genic Dyskinesias (PKD), Paroxysmal Non-Kinesogenic Dyskinesias (PNKD) and Paroxysmal Exercise-Induced
Dyskinesias (PED). In most cases, there is a correlation with the genetic defects that lead to the disease, in
particular PRRT2 (that encodes for the corresponding presynaptic protein) for PKD, MR1 (that also encodes
for the corresponding presynaptic protein) for PNKD, and SLC2A1 (that encodes for the Glucose Transporter
1, Glut1, in the Central Nervous System) for PED. Nevertheless, there is some overlap, while other genetic
defects may also play a role. Lately, paroxysmal dyskinesias due to ADCY5 mutations have been included
in the differential diagnosis of Paroxysmal Dyskinesias, as they characteristically worsen with sleepiness or
relaxation. Usually paroxysmal Dyskinesias appear in a child who is otherwise normal, however there may be
comorbidity with epilepsy or other paroxysmal conditions. Therapy is based on anticonvulsants and benzo-
diazepines, while in the case of PED due to Glut1 deficiency the ketogenic diet may also be helpful.

Key words: Dyskineasias, Synaptopathies, glucose transporter, epilepsy, chorea, dystonia
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Mapotuouikés kataotdoels, 6nou ol aoBeveis
ep@avifouv yia ocgipd and akoUoIEes KIVACEIS ota
nAaicla unepKIVNTUK®Y S1aTapax@y, Tou tnou s
aBgwwons, s xopeloabétwans, ns xopeias, €ite s
duaotovias, ovopdlovtal Mapo&uopikés Ynepkivn-
oies (paroxysmal dyskinesias). Exouv avayvwpIotef
ano nadaid, addd or Demirkiran kar Jankovic (1) us
tagivopnoav o€ 3 Bacikés katnyopies, avanoya pe
10 ouvnBiopévo €péBioua nou ts npokansi. Kata-
tdooovtal Aoindv os: NMapo&UouIKES KIVNOIOYEVEIS
unepkivnoies (Paroxysmal Kinesogenic Dyskinesias,
PKDs), napo&uopikés pun KIVNOIOYEVEIS UNEPKIVNOIES
(Paroxysmal non-Kinesogenic Dyskinesias, PNKDs),
Kal Mapo&UopIKES UNEPKIVNOIES ENAYOUEVES UE TNV
doknon (Exercise-Induced Dyskinesias, PEDs). Yndpxel
Kal hia t€taptn katnyopia, auth tns MNapofuaopikns
YnvoyevoUs Ynepkivnaias (Paroxysmal Hypnogenic
Dyskinesias, PHDs), nou xapaktnpietal ané eneicddia
Ynepkivnol®v katd tnv didpkeia tou Unvou. Or unepki-
vNnoies autés ival noAU ouxvés Kal EVIOVES, PTAvovTas
PEXPI TOU onpeiou va xapakinplotouv BanAIoTtkEs,
€dv kal unopei va éxouv kar SuoTovikd Xapakpa.
Edv kal otnv apxh @avnke va pnv cuvodeglovtal and
ENIANNTKES EKPOPTIOEIS, MO avanUTKES KATaypapEs
¢be1tav 6u anotefolv ékppacn emAnnukhs diatapa-
XNS MPOEPXOHEVNS ANG E0W MEPIOXES TWV PETWNIAIWV
AoPwv. Znpepa Aoindv Bewpouvtal pia popen eninn-
wias, nou ta&ivopEital ws « AUTOOWUIKN ENIKpatoUoa
VUXTEPIVA petwniaia emAnyia» (Autosomal dominant
nocturnal frontal lobe epilepsy) (2).

Mpénel va toviotel 6T, Népav twv 3 autwv KAaool-
KV Katnyoplv Mapofuopikay YREPKIVNOIWY, Nou
éxouv kAnpovopikh Bdon, undpxel pia nAsiada dndwv
KATAoTAoEWY Nou Pnopei va odnyhoouv o€ eNelco-
61a Ynepkivnoiwv. Tia napddelypa, n pn KETWUKA
unepyAUKaIIKA Katdotaon cuvodeUetal ouxvd and
HovOnAgUpes XOPEIOUOPPES N PaNAICTKES KIVACEIS.
XapaktnpIotkés Napotuopikés Guotovies unopei va
guavictoly ota nAaiclia anopuefivwtkns vOoou.
AiGpopa Gappaka, Onws ta veupoAnnukd, Ynopei va
odnyhoouv o napofucpikes duatovies, evd kBeon
oe aNda eappaka, dNws ta avuenANnuKd, YNopel
va obnynhoel og xopeia h duotovia, kal ékBeon oe
biapopes eEaptnaloydves ouaies N 1o&ives pnopei va
€xel napopola anoteNéopata. Mnopei n aitia va gival
AolpmEers, dnws otnv naidikh nAikia 6 oTPENTOKOK-
Kos, nou odnyei otnv xopeia tou Sydenham, h o 16s
HIV, €ite and poévos tou, ota nAaiocia s HIV eyke-
@andondBeias, eite péow eukalpIaK@Y NOIPWEEWY ToU
VEUPIKOU OUCTAKATOS, NOU Unopei va 0dnyhaoel o€ pia
nAedda unepKIvNTKWY O1aTapPaxwV Pe NApoEUCUIKO
XaPaKtNPpa. AUToAvVOOES KATAOTATEIS, HE XOPAKINPI-
oukd napadeyua v eykepanondBeia oxeuldpevn
pe avuompata évavu LGI1, kal napaveonAacpatkd
oUvdpopa pnopei va 0dnynoouy ag XOPEIOLIOPPES N
duatovikés unepkivnoies. Aev npénel BERaia va Eexvdel
Kaveis tnv niBavétnta ol Napo§UopIKES UNEPKIVNOI-
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€s va €ival yuxoyevous artonoyias. ONes autés ival
Kataotdoels nou npénel va tebolv otnv S1apopikn
d1Gyvwon UnePKIVNOIWY Nou €ival Npdodatns yKa-
téotaons Kal €xouv Napo&UCHIKG XapaKthpa.

E&W Ba avapepBoupe pévo ous 3 Baacikés Katnyo-
pies Mapo&uopikwv Ynepkivnolwv, afid kal og pia
TE1apTN, TS YNEPKIVNTIKES AlATApaXes OPeINOUEVES OE
petanndagers oto yovidio ADCY5, €dv Kal n Katnyopl-
onoinon tns tefeutaias auths katdotaons Sgv ival
nAnpws Eekabapiopévn. Mpénel va toviotel ou yia
K&Be katnyopia undpxel évas Kupiapxos tinos uno-
Keipevou yeveukoU eAneippatos kal epebiopatos nou
ekAvel tnv katdotaon, anid 6T uNApXel Kal CNUAVTIKA
adnnAognik@Auyn avapeoa ous katnyopies. O kata-
OTAOEIS AUTES XOUV OUYYEVEID e ANNES NapoEUOHIKES
diatapaxés, 16iaitepa v emiAnyia, afnd kai tnv nui-
Kpavia, €161kA tnv oikoyevh nuINANYIKA npikpavia Kal
v enandoouca nuimAnyia tns naidikns nAikias, Kai
v enelcodiakn ata&ia. H gaivotunikh etepoyéveia
otnv ekdniwon petalidEewy oto idio yovidio, KaBws
Kal n napoucia noAAanA®y yeveukwy eAneippdtwy
nou npokafouv tov idlo paivotuno, sival ékdnAn anod
dia peydnn penétn nou gyive npdopata os 145 oiko-
YEVEIES UE NAPOEUOUIKES DUOKIVNOIES Kal NEPIOTATIKA
ue eneicodbiakn ata&ia h npinAnyikn nuikpavia. To
oupnépaopa tns penémns ntav 6t ta 3 Pacikd yovi-
b1a yia us Mapo&uopikés Ynepkivnoies Ba npénel va
enéyxovtal og ONAES TS NEPINTWOEIS, AVEEAPTNTWS TOU
akpIBous @aivotunou. Mepinou ta pIod NepIoTATKA
napépeivav xwpis popiakn didyvwaon, unodnidvovias
6u undpxouv nepaitépw yovidiakol ténol nou dev
éxouv akopn avakadueBef (3). Yndpxouv ndviws
KAMoles PACIKES CUOXETIOEIS PaIvOTUNOU-yovotUnou
nou Ba avanuBouv katwtépw. AKOUN Kal TeNeuTales
penétes katadeikvuouv 6t o SlaxwpIopds Twv Napo-
EUOPIKDV UNEPKIVNOIMY OE Katnyopies avafoya pe 1o
ekAUTKO afto eival Béoipos, kal pnopei va odnynael
o€ évav anydpIBuo enifoyns NéyXou CUYKEKPILEVWVY
yovidiwv katd oeipd npotepaidtntas (4). Or idiol epeu-
vntés npoteivouy éva kaivoupylo clotnpa ta§ivounaons
TWV NAPOEUCUIKWY UNEPKIVNOIWY, BACIOUEVO Kal oTnv
KAIVIKA €IKOVA Kal 10 yeveukd unéBabpo.

Napo&uopikés Kivnoloyeveis Ynepkivnoies

Epgavidovtal kAaoaolkd otnv naibikn nAikia ws
aipvidias eykatdotacns duotovikd enelcddia, nou
HMOopEi va €XOUV Kal XOPEIo-aBetwaolkod Xapaktnpa.
To nio wnikd XapaktnpIouKd anotenei To yeyovos
ou ekAvovtal Yetd and kivnon, nou twnikd anotensf
HIO YEVIKEUPEVN Kivnon ToU KOpUOoU, Onws €yepon,
nepnatnpa, N IPECIPO. Z€ UEPIKES NEPINTWOEIS, UMNOPEI
€va anotopo aKououKo, anukd h onukd epgdiopa, n
unépnvola, N n napatetapévn doknon va anotené-
oouv ekAUTKO napdayovia. Tunikd, ta enelcddia diap-
koUv Aiya deutepdnenta, éws Kal 5 Aentd, Kal ynopei
va oupBoulv nonnés popés péoa otnv npépa. To dyxos
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Kal n koUpacn pnopei va au&hoouv tv cuxvotnta
twv kpioewv. O1 aoBeveis katd tnv dIAPKEIa TS Kpions
diatnpouv kand eninedo ouveidbnons, nap’ 6,u PNopei
va ennpeactei n duvatdtnta va ekpépouv Adyo, Kal
bev napouoialouv PETaKPITKA Gpaivopeva (2).

MoAU cuxvd, ota 2/3 Twv NEPINTOEWY, UNAPXEl
OQPES OIKOYEVEIAKS 10TOPIKOG, TOU TUNOU NS AUTo-
OwWIKAS gnikpatouoas kAnpovopikétntas, anid to
1/3 wwv neplotauk@y eival onopadikd. H katdotaon
efival noAU nio ouxvh o€ ayopla, o€ pia avanoyia
4/1 pe ta kopitola. Ta eneicddia napouaidlouv pia
tdon Ueeons pe tnv nAikia, €101 WOTE PeTd tnv 3" N
4n dekaetia (whs o€ onPavtikd Nooootd Va UNAPXE
akéun kar nAnpns ueeon (2).

MNapouaoidlel 1biaitepo evbiapépov n Siacuvbeon,
o€ noAnanid enineda, twv NAPOEUOHIKWY KIVNOIo-
YEVV UNEPKIVNOIWY e tnv eninnyia. Or KAAOOIKES
Napo&UCUIKES KPIOEIS TNS KIvnoloyevous unepkivnoias
pnopei va diaxwpiotolv and emAnnukd Qpaivouevo
eni tn Pdoel tns kAAooIKNS galvouevonoyias, nou
eival HBUCTOVIKN-XOPEIOABETWOIKA, TNs dIAThpPNONS Tou
ennédou ouveibnons Kal tNs anoucias PETAKPITKAS
katdotaons. Map’ éAa autd, o NaPOLUCUIKOS Xapa-
Kthpas twv eneicodiwv gixe 0dnynoel nanalidtepous
pedetntés va katadh&ouv ét ta paivéueva autd eival
eniAnnukd. Map’ 6,u autd dev 1oxUel yia ta kAao-
OIKé NePICTATKA NS NAPOEUOUIKAS KIVNOIOYeVOUS
unepkivnoias, vedtepa 6edopéva and v YeVEUKN
éxouv npoodwael pia eninféov dlaolvoeon pE Ty
eniAnyia. Xuykekpipyéva, €xel avakanupBei ou éva
peydno noocootd nepIoTatkwy, OXI UOVO PE Ty KAAo-
OIKA pop®n s NAPo&UOUIKAS KIvnaloyevous unep-
kivnofas, afnd kal pe kaRonBels olkoyevels BPePIKES
EniAnnukés Kpioeis (Benign Familial Infantile Seizures,
BFIS), eppavicel yetanid&eis oto yovidio proline-rich
transmembrane protein 2 (PRRT2). Metanddagels oto
i610 yovibio epgavifovtal o€ Pid Katiotaon NMou CUYKE-
pGcel kal tous duo Qalvotunous, Tous Bpepikous Xna-
opous pe XopeloaBétwon (Infantile Convulsion with
Choreoathetosis (ICCA)). Eivar Aoinév pia kAaooikn
nepintwon énou petannééels oto yovidio autd ynopei
va obnynoouv o€ dIapopetikous paivotinous. Auti n
Pavotunikn etepovévela dev éxel eEnynBei. Eminnéov,
petannagers oto yoviblo autd pynopei ondvia va Ppe-
Bouv og nepiotaukd pe AANES HOPPES NAPOEUOUIKWDV
UMNEPKIVNOIWY, N ANAd NEPIOCTATKE PE APAIPETIKES
Kpiogls, nupetkoUs anaouous, h eneicodiakn atagia.
O1 petanidaters nou éxouv Bpebel, nou katd kavédva
ival onpelakés, Bewpeital 6u odnyoulv os anweia
Aeitoupyias tns PRRT2 npwrteivns (5).

H npwteivn PRRT2 qaivetal 6u anotenei napdyovia
€UpuBuns Aertoupyias s clvayns, SpwVIAs NPOouU-
vanukd. Oaivetal va naidel onpavukd poéio otnv Ael-
Toupyia tns yAoutapatepyikns ouvayns, puBuilovtas
v anefeubépwon tou veupodiafifacti. Ze poviéna
OMouU anoOCIWNETal N EKPPAcn s

PRRT2 @aivetal va ndoxel n oUleutn s €il0poNs

16viwv aoPeotiou pe v aneleuBépwaon veupodiafl-
Baotv. L& NEPINTWOEIS MOU N Anooinnon yivetal o€
nio npiya avanw&iakd otddia, ynopsi va undpxouv
kar 61aTapaxés otn VEUPWVIKN PYETAVACTEUON N TOV
oxnpatuopé s ouvayns (5).

Mio npéopata akdun, éxouv avakanueBei petan-
AdEels oto yovibio SCNSA oe aoBeveis oto pdopa
twv Mapo&uaopik@v Kivnoloyevayv YNEPKIVNOIWY-
ICCA-BFIS. Ze pia nepintwon énou gyive HEMpagikn
kataypan katd v Sidpkeia engicodiou duotovi-
as-xopeloaBétwons kataypdenkav eMANMTUKES k-
Qoptioels, unodnAwvovtas 6T OPICUEVES POPES Té-
1010 Qalvopeva unopei va sival emAnnukd. AoBeveis
pe petannaels oto SCN8A unopel va eppavicouv
npoiovoa vonukn ékntwon Kal pia ogipd and annes
eNIANNTKES KATAOTAoElS, Xwpis kKaAn aviandkpion
otnv Bepaneia, katadeikviovtas pia oagh S1apopo-
noinon and nepiotatkd pe petanndacers oto PRRT2,
nou epgavifouv tnv kAaooikh eikéva s Mapou-
opikhs Kivnoloyevous Ynepkivnoias. O1 petannaels
oto SCN8A eugavilovtal cuvhBws de novo kai ival
ONPEIOKES. LTS NEPICOOTEPES MEPINTWOEIS 0ONYOUV
o€ au&naon s pacTKOTNTAS TOU KWOIKOMOIOUPEVOU
diaunou Natpiou NaV1.6, nou eival onpavukds yia tns
évapén kal e€annwon tou duvapikou evepyeias Katd
PAKOS Tou veupdgova. Yndpxouv Gpws Kal NEPINTm-
ogls 6nou avtiBeta petanAdEeis odbnyolv os actabn
npwrteivn, onéte pnopei va naidel pdNo o€ PePIKES
nepINtoels kal n anweia Agitoupyias tou diaudou.
Edv kar bev undpxel capns ouoxéuon Gaivoturou pe
yovotwuno, gaivetar 6t o ungpdpaocthplos diaundos
obnyel og elkOva enIANMTKAS ykepanondBeias, evm
0 UNo-6pactNpIos 0dNyel o€ PAIVOTUMNO YUXOKIVNTKNS
kaBuotépnons (5).

H Bepaneia ts napo&uopikhs Kivnaoloyevous unep-
Kivnofas avukatontpilel Tnv ouvageia pe v eniAn-
wia. Ta @dpuaka ekAoyns eival n kapPapadenivn i n
@aivuvtoivn, adnd pnopei va xpnoiyonoinBouv Kal
anda avu-emAnnukd edppaka. XuvhBws ol d6oels
WV GapPAKWY Nou xpnalyonolouvial ival apketd
XapNAOTEPES and AUTES MOU XPNOIPonolouvial otny
eninnyia. Ta @appaka autd Ynopei va eivar anote-
Aeopatukd Kal ous NEPINTWOEIS ONOU 01 KIVNOIOYEVEIS
Ynepkivnoies sivar Seuteponadeis (2).

Napo§uaopikés Mn KIvnoloyeveis
YnepKivnoies

O1 NapoCUOIKES PN KIVNOIOYEVEIS UNEPKIVNOIES €l-
@avidovtal kal autés cuvnBws and tnv naibikh nAikia.
H Baoikn diagopd pe tnv nponyoUpevn Katdotaon
v Kivnoloyevdv YRePKIVNOIWV gival 6T oTNV CUYKE-
Kpipévn nepintwon 1o ekAUTKOS afto ival S1apopetkd.
Kataotdoels 6nou pnopei va enénBel cuvalobnpatkn
Qopuon, katavédnwon afkod h Kagé, 10 OTPES, N
kénwon, ekAdouv s kpioels. H katavadwon kagé n
adkodA gival ol Mo xapakinploukol ekAutkol napd-

7 EAAHNIKH ,
NEYPOAOTIKH Neuponoyia 26:5-2017, 42-47
=) ETAIPEIA



MapoCUCUIKES UNEPKIVNOIES

45

yovtes. Kai ol Mapofuopikés Mn Kivnoioyeveis Ynep-
KIvnoies €éxouv xapakthpa duatovias N xopeias. uxva
autd Ta XapaktnpIloukd eugavidovial Tautdxpova.
Edv ennpeaotel onpavukd kail 1o npéowno, Ynopei
va éxoupe coPaph duocapBpia, h akdun Kal avap-
Bpia. AlapkoUv ouvnBws Aiya Aentd, anid pnopei
va S1apKETOUV Kal PEPIKES WPES, OUVEXWS PEOA OF
dia npépa. H ouxvétnta wv eneicodiwv noikinel,
annd eival noAU apaidtepa and ta eneicédia twv
Mapo&uopikwv Kivnoloyevav YNepKIvNoIoy (2).

MetanAd&els otnv CUYKEKPIPEVN KATAOTAON £XOUV
Bpebei oto yovidio myofibrillogenesis regulator 1
(MR-1), To onoio éxel kal tnv evanAaKtKh ovoua-
oia PNKD. Ltnv nepintwon nou undpxel petanian,
UnNApxel NAvVa OIKOYEVEIAKO 1I0TOPIKO, TOU TUNOoU NS
QUTOOWWIKAS €niKpatoloas KANPOVOUIKATNTAs, Kal
n ékAuon twv eneicodiwv pe aAkoodA N Kapé ival
nonu xapaktnpictkh. Opicuéva and ta NepioTatkd
ue petanfatels oto MR- 1 yovidio epgavifouv Kal npi-
Kpavies, éva dnno NapoCuopikéd aivépevo, annd oxi
eniAnyia. Meplotaukd xwpis petanndagels oto MR-1
UMopel va éxouv nio dwunn €ikéva (2,5). Meplotaukd
ue petanid&els oto MR-1 éxouv avagepBei kal otov
EAANviké nAnBuopd (6).

Aegv gival noAAd npdypata yvwaotd yia v npw-
teivn MR1 nou kwbikonolgital and 10 avtiotoixo
yovidio, néviws n veupwvikn 1copoppn MR1L k-
@pacetal og uynné Babud ota Baoikd yayydia. H
npwteivn MR1 €xel ugnAn opoAoyia pe tnv human
hydroxyacylglutathione hydrolase (HAGH), nou cup-
LETEXEl OTNV anotogiviwaon tou opyaviopou and tnv
1o&ivn methylglyoxal, n onofa undpxel og kKagé Kal
ankodA Kal Pnopei va npokanéoel oEeIdwTKS OTPES.
H oponoyia auth cuvédeoe th vooo oto poplakd eni-
nedo pe ta ouvhbn ekAutkd aitua, andd eaivetal éu
teAikd n 1otopia eival kanws S1aPopeTikn, KABWS €k-
@paon s MR1L 6ev enavagéper tnv 6pacukdtnta s
anouoas HAGH og veupwvikés kanniépyeles. AvtiBeta,
eaivetal 6u kai n MR1L, énws kai n PRRT2, diadpa-
patidel pono otnv cuvanukn Astoupyia. ZUyKeKPIpE-
va, dpwvtas oto eninedo s kuTtapikns YepPpavns,
ouvbéetal pe ta Rab3-interacting molecules (RIMs),
nou anotefoUv pubuIoTES tns aneneuBépwaons veupo-
biapiBaotwv otov npoouvanukod veupwva. daivetal
OU Ol VIOMAWIVEPYIKOI VEUPWVES, Otav gival anouoa n
MR1, yivovtal unepdpactipiol kal anefeuBepvouv
nio eukona vionapivn petd and ékBeon o€ ankoodn
n Kageivn, npoodidovtas pia olvdeon Pe ta ouxvd
ekAutukd afua otnv kAvikh npdagn (5).

MetanddEeis kar oe éva anno yovidio éxouv ouv-
6eBei pe paivétuno PNKD. Mpodkertal yia to yovidio
KCNMAT, nou kwbdikonolel yia tnv unoopdda evos
dlaunou kaniou nou e€aptdtal and 1o acPéoto
(calcium-activated potassium channel). Ztus noAu
OnAVIES OIKOYEVEIES MOU €xouv avapepBel, n kAnpo-
vopIkdTnta €ival néAl autoowpikn enikpatolod, o
@aivétunos tns ekGNAwWoNS Twv Kpioewv gival napo-
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polos pe v kAaooikh PNKD, afdd cuvundpxouy eite
eniAnyia eite dlatapaxés PUxoKIVNTKAS avantuéns,
k&u nou dev oupBaivel otnv kAaooikh PNKD (5).

H Bepaneia otnv PNKD pnopei va pnv €ival ana-
paitntn otav ta eneicddia sival noAu apaid. O1 Bevlo-
dialenives, 161aitepa n kAovalendun, pnopsi va ivai
anoteNeopatikeEs, evdd pnopei va xpnaoipgononBouv
kal aketaloAapidbn 1 avuxonivepylkd QApPaka. X
LEPIKES MEPINTWOEIS €xel UNGPEEI IKAVOMOINTIKA avia-
nokpion kal og avuenAnnukd eappaka. H katdotaon
yevikd Baivel BeAuoupevn pe tnv nAlikia, dnws kal
otwnv nepintwon s MNapotucpikns Kivnoloyevous
Ynepkivnoias (2,5,6).

Napo&uopikés YnePKIVNOies ENAYOUEVES
M€ TNV doKnon

Ta eneicddia ebw, Nou €xouv tov Gavotuno s
duaotovias (nou unopei va éxel xapakthpa npibucto-
vias) kal onaviétepa xopeloabétwons, kai givar diap-
kefas Aiywv Aentwv €ws 2 wpdv, ekAdovial petd anéd
napatetapévn doknon, e évap&n o dtopa naidikns
nAikias. H ouxvétnta twv eneicodiwv noikidner ava-
Aoya kal pe tnv ékBeon otov eKAUTIKG Napdyovia,
YEVIKG Opws gival napdépola pe tnv PNKD. Aiaxwpi-
Cetar and v PNKD katd Bdon Adyw tns diapopds
tou ekAuTKoU napdyovta (2,5). Mnopei va npokUYel
diayvwouké npdPAnpa Slaxwpiopou s ovidTNTas
auths and v Auctovia nou avianokpivetal otnv
AeBovtona (Dopa Responsive Dystonia, DRD), nou
kAaooika eppavicel nuephala dlakupavon Nou Ynopel
va npoondPel napofuouikd xapakthpa, N Kal Tov
Neaviké Mapkivooviopd, nou pnopei va ekdnAwOef
yla np@tn popd pe duotovikd eneioddia Katd Ty
aoknon (7).

H kAnpovopikdtnta gival autoowpikn enikpatouaaq,
OPIOUEVES POPES OUWS PNOPET va unv gival uepavns,
kaBws n dieicbuukdtnta dev eivar nAnpns. Or ndoxo-
VIES Pnopei va eival katd ta anda euaoionoyikoi, xwpis
annin naBonoyia, anAd pnopei kal va pgavidouv
dlatapaxés oto pAcpPa 10U Qavotinou s avendp-
Kelas tou petapopéa yaukodns (Glucose Transporter
1 (GLUT1) Deficiency). Mpokertal yia tov Yetapopéa
nou petagépel tnv yaukddn péoa oto Kevipikd Neu-
pIKG XUotnpa, npwieivn nou kwdikonoigital and 1o
yovidio SLC2AT. O1 petanfdaels odnyolv o€ PEPIKA
N nAnpn anmela tns Asitoupyias ToU PETAPOPEQ, UE
anotédeopa eAapputepn N Baputepn onpeionoyia
avtiotoixa (8). Xnv nAnPN tou ékppaon 1o oUvOPOouo
nepiNapPavel emiAnnukés kpioels, cuvABWS apaipet-
KoU tinou, vonukh uotépnaon, kaBws kal nUpapidIkn,
eCwnupapidikh kal napeykepanidikh onyeiofoyia.
EkdnAwoels and 1o eEwnupapibikd cUoTNPa CUPNE-
pidapBdavouyv Mapkivoovioud, ducotovia h xopeid,
MoU €XOUV POVILO, PN Napo&uopikd xapakthpa (9).
MNpbdopata, Exouv NEPIYPAPET OE NEPIOTATKA PE avE-
ndpkeia GLUT1 ouykekpiyévou tunou napo&uoul-




Movs P, Ztepavns A.

Kés Kivhoels opBanuv kal kepanns npos tnv idia
KateuBuvon, KIVAGEIS MOU €ival XaPAKINPIOTUKES Kal
Bétouv v unoyia tou cuvdpopou (10). Lta nio hnia
NePIOTATKA pnopel ol Mapo&uouikés YnepkIvNoles va
gival n pévn ekdbniwon. Ze unoyia tns didyvwons
ekteneital oopuovwuaia Napakévinon, nou avadel-
kvUel unoyAukoppaxia. EmBePRaiwon tns didyvwons
unopei va yivel ye pyoplakd éleyxo yia petanndéels oto
yovidio SLC2AT1, gite pe €Aeyxo tns SpacukdTNTas tou
HeEtapopéa o€ epubpd aigoopaipia (8).

Mépa and v cupntwpaukh Bepaneia yia ta eniye-
POUS CUHNTWPATA TNS VOOOU, UNAPXEl Kal atioAoyIkA
Bepaneia avupetnions pe Ketoydvo diarta, €tol Wote
N NPOoPOPd TwV PETAROAIKWDY aVAYKWDV TOU EYKE-
@anou va kaduntetal ev YEPEl and tov KUKAo Ttwv
Ainapwv o&éwv, kal va pnv Baciletal 1oo n eyke-
@anikn dpactnpiétnta otny enAsippatkn yaukodn. H
Ketoyovos dialta pnopei va odnynoel o€ peiwon twyv
Qavopévwy t1ou ouvdpdpou, cupnepiAapBavopévwy
WV NAPOEUCUIKWY UNEPKIVNOIMY (8,9).

Napo&§uopikés YnepkKivnoies oxetu{OHeVES
pe petadnageis oto yovidio ADCY5

Metanndéeis oto yovidio ADCY5 nepiypdenkav yia
npwIN Popd os acBevels pe 10 olvOpopo s Auto-
OWWIKAS €MIKPATOUOAS OIKOYeVOUS UNEPKIVNOIAs Kal
puokupias npoownou (Autosomal dominant familial
dyskinesia and facial myokymia) (11). Me tnv nepiypa-
¢h kal emnAgov Nepiotatkwy Pe petanndéels oe autd
10 yovibio éxel gpavel U 10 PAoud ToU PalvotUnou
eival eupUtepo. H évapén eival otnv naidikh h epn-
Bikn nAIkia, ouvhBws e XOPEIOUOPPES-ADETWOIKES
KIVACEIS akpopeikd, Mou Unopei va eNeKTeivovial oto
npéowno. Mnopel dpws o Gaivotunos va gival autos
s kanonBous KANPOVOIKNS XOPE(TS, TOU OIKOYEVOUS
puoKkAovou, TNS AUTOCWHUIKNS EMIKPATOUOAS XOPEias
kar duatovias, h s Mapoguapikns Ynepkivnaoias (12).
O teneutaios autds Qalvotunos PNopEi va npoka-
Aéoel Siapopodiayvwotkd npdPAnua pe us dAnes
napo&uoikés unepkivnales. L& aviiBeon duws Ye Us
kAaooikés PKD kal PNKD ol aoBeveis Oev gival ouvh-
Bws aoupntwpaukoi Katd 1o Yecodidotnpa petagu
twv eneicodiwy, annd napouaidlouv kdnola Yopen
UnePKIVNTKAS dlatapaxns nou €xel diakupdvoels. Kdu
Mou éxel NPOoKUYEl and Us PETENEITa PeNETES eival Ou
ol kataotdoels nou ekAUouy ta engioddia oxetidovial
HE Tov Unvo kal 6t NoAU ouxvd n vdoos Ynopei va
gival onopadikn, Adyw de novo petaAAdEewy. Yuyke-
KpIuéva, n unokeipevn Kivnukh diatapaxn, mio cuxvd
xopeldpop®n, embeivavetal katd tnv didpkela tns
unvnAias, evw ol aoBeveis pnopei va napouaidlouv
€NeIoéOIa katd Ty éyepon and tov Unvo TUs NPWTES
NpwIVES WPes. MNopPEl va ouvUNApPXEl KOPUIKA UNOTO-
via, uneptovia twv akpwv, duckonia otnv Npos ta dvw
evatévion kal vonukhn uotépnon (12,13). Enopévws,
€dw éva PBaoikd otoixeio nou Ba Béoel tnv kAIVIKN

unoyia gival n xapakwnpioukh enideivawon tns unep-
KIVNTUKNS OIaTapaxns OE KAtaoTtdoels 6nou o acBevhs
eival oe pdon unvniias-xaddpwons. Mpoéopata, éxouv
neplypagsi nepiotaukd kai otov EAAnviké nAnBuopd
ge avtiotoixn kAvikh eikéva (14).

To yovibio ADCY5 kwbdikonolgl yia tnv avtiotoixn
npwteivn, Adenylate Cyclase 5, nou anotefei tnv
Baoikh adevuAikn kukAGon nou Petouaimvel epedi-
opata nou endpouv otous unodoxels vionapivns oe
napaywyn cAMP. Katd néoov ol petanid&eis obn-
youUv o€ pepIKh anwAeia n g evioxuon tns 6pdons
s npwteivns eival augieydpevo. Eivar evbiapépov
NAviws OU O OPICPEVES NEPINTWOEIS EXEI NAPATNPN-
Bel pwoaikiopds oy ékppacn s pyetdniagns, pe
anotédeopa nio Anio gaivétuno (13,15).

‘Ooov apopd tnv Bepaneutkn avuuetonion, n KAo-
valendaun éxel 6woel ta nio Beukd anoteféouata.
MNpénel va toviotel 6U Kal auth n Katdotaon €xel v
tdon tns kanutépeuons otnv evhdiko {wh, ENOPEVWS
unopei va unv anaitnBei xpoévia Bepaneia (13).

Zupnépacpa

O1 yeveukés MNMapo&uopikés Ynepkivnoies anoteAouv
gia duokona diayvaaoiun kAvikh ovidtnta, €16IKa dtav
bev undpxel kAnpovopikd 1otopikd. Metd and ano-
kAelopd Seuteponabiv aruwv Ba npénel o kAvIKOs
Neupondyos va us unoyiaotel kal va Slevepynaoel Tov
avtiotoIxo yeveukd éneyxo o€ e€eibikeupéva kévipa. O
podnos tou Neupondyou evniikwy ynopei va gival n
Aentopephs e€€taon kal ARYN ICTOPIKOU TWV YOVIDV
gvés NAoxovia, PE tnv yvaon 0T ta CUPNTMUAOTa Kal
onpeia oty evhiko {wh pnopei va eival noAu afin-
xpd. Xe evnAikous nou epgavidovial adidyvwaotol otov
kAvikd Neuponddyo pe avtiotoixn cupntwuatodoyia
npénel va diepeuvnBei and 1o 10topIkd Katd NGoov N
katdotaon €ixe évapén otnv naidikh nAikia, K4t nou
Ba evioxuoel 161aitepa v unoyia étu NPOKeITal yia
YEVEUKWS KaBopiopévn napotuopikh ungpkivnoia. H
akpIPhs KAvIKA kal poplakn didyvwon twv aoBeviv
pnopei va Béoel us BAcels yia yeNNOVTIKES OTOXEUUEVES
Bepaneies.
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< 20 lavouapiou 2018: 9° Ixoncio ENE. «Evéayysiakh Avupetwnion
twVv O&Ewv loxaipik@v Ayyelakwv Eykepafikov Eneicodiwv
oe ‘Edagpos Anoppagns Meydadwv Ayyeiwv», ABhva

< 24 OePfpouapiou 2018: 35° Eknaidbeutiko Zepivapio ENE «Alatapaxés Opaons»,
Beooanovikn

< 5-18 March 2018: Advances in Alzheimer’s and Parkinson’s Therapies
an AAT-AD/PD Focus Meeting, Torino, Italy

% 22-25 March 2018: The 12th World Congress on Controversies in Neurology (CONy)
Warsaw, Poland

< 31 Maprtiou 2018: 36° Eknaidbeutiko Xepivapio ENE «Ata&ia», ABhva
< 11-13 Anpidiou 2018: 27th European Stroke Conference 2018, Athens, Greece

% 20-21 April 2018: 50 Years MEG, The International and European Societies
of Magnetoencephalography, Poros, Greece

< 21-27 April 2018: AAN 2018 Annual Meeting, Los Angeles
< 16-18 May 2018: 4th European Stroke Organization Conference, Gothenburg, Sweden
* 31 Mdiou - 3 louviou Képkupa: 29° NMaveddnvio Zuvédplo Neuponoyias, Képkupa

< June 16-19, 2018: 4th Congress of the European Academy of Neurology, Lisbon
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