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MNepiAnyn

H 6uctovia opiletal cav éva oUvOPOop0o Nou xapaknpidetal and NAPATETAPEVES UUiKES OUONAOEIS MOU NPOo-
kKanoUv otpo@ikés Kal enavanapBavopeves Kivhoels h avauanes B€oels tou owpatos. H tagivounon ts du-
otovias Baciletal oe tpels aoves: 1) nAikia évapéns twv cupntwPdtwy, 2) avatopik Katavounh kai 3) aito-
Aoyia. H aiwofoyikh tagivopnon diakpivel ts npwrtonabeis, dsuteponabeis kal KANPOVOUOEKPUAICTIKES OU-
otovies. O1 npwtonabeis duotovies xapakinpilovtal and  ductovia oav To Pévo N To KUPIo KAIVIKO yvdpl-
opa og anouoia dAnns avayvwpiolpns e€wyevous aitias h otoixeiwv veupoekpunions. O1 npwtonabeis du-
otovies eupavifouv 10xupd yevetkod unodpBabpo, nou ival NeEPICOOTEPO EPPAVES OTS OVOYOVIOIAKES UOPPES
duotovias. O1 npoodol GToV TOPES TNS YEVETIKAS Kal N OIPKNS avakaAuWn VEwV YEVEUKWY BEaewv Kal yovidi-
WV éxouv 0dnynoel otnv Katovouaacia noAAwy and ts povoyovidiakés JopPés Suatovias XpNGCIPOMNoImVIas
mv “DYT” ta§vopnon. And auth tnhv dnoyn, autd Napeixe onpavikn epfabuvon otov Touéa Twv NpwIo-
nabwv ductoviwy. H avaockénnon auth Ba neplypdyel us npwrtonabeis aplyeis Guotovies Kal ta npwtonabn
oUvbpopa duatovias-plus ecudlovias otn gaivopevoloyia kal ta kAvIKG yvwpiopata pe égpaon ous npo-
opartes eCeniCels otn yeveukn kal otn SleUpuvon Tou GaIvoTUNou AUtV Twv O1atapaxwy.

Né€eis kAe161a: npwtonadns duotovia, duotovia-plus, ta&ivounon, yeveukn, gpaivousvonoyia
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Abstract

Dystonia is defined as a syndrome of sustained muscular contractions frequently causing twisting and
repetitive movements or abnormal posturing. The classification of dystonia is based on three axes: 1) age
at onset of symptoms, 2) distribution, and 3) etiology. The etiological classification distinguishes primary,
secondary and heredodegenerative dystonias. Primary dystonias are characterized by dystonia as the only
or the prevalent clinical feature with no identifiable exogenous cause or evidence of neurodegeneration.
Primary dystonias have a strong genetic component, which is more obvious in the monogenic forms of
dystonia. The advances in genetics and the continual unraveling of new genetic loci and genes have led to
the labeling of many of the monogenic forms of dystonia using the “DYT" classification. In this regard, this
provided substantial insights into the nature of primary dystonias. This review will describe primary pure
dystonias and primary dystonia-plus syndromes focusing on the phenomenology and the genetic features

with emphasis on recent advances in genetics and the widening phenotype of these disorders.
Key words: primary dystonia, dystonia-plus, classification, genetics, phenomenology
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Opiopoi - Ta§ivopnon

H Suotovia gival éva olvopopo nou xapakinpidetal
ané NAPATETAPEVES YUTKES OUOMNACEIS Nou Npokanouv
OTPOPIKES Kal enavanauBavOopeves KIVACEIS h avipa-
fes B€oels Tou OWPATOS CUPPWVA PE TOV 0pIoPd Mou
npoékuye and tnv fupPBoudeutkn Emotnpovikn Eni-
Tponh yia tn penémn tns Auotovias'?.

Evd 0 opiopds tns duotovias gival eupgws ano-
BeKTOS Kal €xXel napapeivel agetdBAnTos ta teneutaia
xpoévia, n tagivéunon s ductovias éxel unootei O14-
POpESs Tponornolnaceis®t. Autd oupBaivel, S16t n du-
otovia anotenel kAIVIKG Kal aruonoyikd pia tepoye-
vih katéotaon nou noikiner agloonpeiwta. H tagivo-
pnon s ductovias BaoiCetal o€ 3 dIaPopeUKOUS Kal
napdndndous afoves': 1) tnv nAikia évapgns twv ou-
UNTWHATWY, 2) TNV avatopikA Katavopn Kai 3) v al-
tonoyia. Me Baon autous tous d€oves éxouv diatu-
nwBei dlapopeukd oxhuata tavopnons, kanoia no-
AunAdoka kal avukpoudpeva, nou éxouv unootei O1d-
QopEs avaBewpnaoels.

H eupéws biadedopévn kAivikn tagivéunon Baciletal
otnv nAikia évap&ns tns ductovias (Npwipun: <26 €,
OyIuN >26 €n) Kal oTNV avatopikA KAtavopn twy ou-
pntwpdtwv (ECUaKA, TUNPATUKA, NOAUECTIAKA, YEVIKEU-
pévn)*>. H nio npdoatn aruofoyikn tagvépnon s
duotovias npotéOnke and tnv European Federation
of Neurological Societies kal nepiAauPBdvel Us npw-
tonaBeis, us dsuteponabeis kar us kAnpovopekpuAl-
oukés duotovies®.

O1 npwtonaBeis duotovies anotefouv cuvopo-
pa ota onoia n ductovia €ival to anokigioukd A KU-
plo kAvikd yvapiopa. Mepidappdavovtal pe Bdon v
péxouoa tagivopnaon ol npwtonabeis apiyeis duoto-
vies, ol npwtonaBeis-plus ductovies Kal ol npwtona-
Beis napo&uopikés duotovies®. O1 npwrtonabeis apiyeis
duotovies napouacidlouv oav povn AIVOTUMIKA €K-
onAwon tn ductovia (pe e€aipeon tnv napouasia 1po-
pou) kal bev opeinovtal oe dANn avayvwpiolpn e§w-
yevh aitia h aAnn kAnpovopikoekpuAioukh vooo®.
O1 npwtonaBeis-plus duotovies anoteAouv pia 16iai-
tepn opdda un ekPUAICTKWY OUVOPOUWY OTS OMoi-
€s n duotovia ouvundpxel ye aAAn Siatapaxn Kivn-
UKOTNTAS, ONwSs O NAPKIVOOVIOUHOS Kal O HUOKAovVos.
H duotovia nou anavtd otnv I-dopa (nepiNapPavel
oupn®PAta NAapKIvooviopou) Kal 1o oUvOpopo pu-
o6kAovou-duaotovias (unopel va kuplapxei o pudkio-
vos) €ival ta nio ouxvd ouvdpopa ductovias-plus®.
O1 npwtonaBeis napofuopikés duotovies anotefouv
pia ondvia kai etepoyevh opdda dlatapaxv Je algp-
vibia kal napobiké eneicdbia duotovias pikphs didp-
Kelas nou enavanapBdavovtal Kkal Pnopefi va ouvoud-
Covtal pe annes unepkivnoies®’. O1 deuteponabeis (M
oupnwuatkés) duotovies opeifovial oe avayvwpi-
olyn gniktntn artia, evd ol KANPOVOUOEKPUAICTKES
duotovies opeinovial og veupoekPUAIoUKE voohpa-
10 nou ouvhBws kAnpovopouvtal®.

‘Eva onpavuké yvapiopa otny kdnAwon s npw-
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tonaBous duaotovias gival N oxéon Nou napatnpei-
tal avépeoca otnv nAikia vapéns tns ductovias kal
otnv avatopikh eviénion. Ta cUvOpopa nou epeavi-
Covtar otnv naidikn nikia 1 otnv epneia givar yevi-
K& ondvia, pe cuxvh povoyovidiakh npogneucn Kal
ouvnBws ekdnivovtal pe ductovia o€ éva dkpo nou
teivel va eCeniooetal o€ yevikeupévn duotovia, eV
n duotovia pe évapén otnv evhdikn {wn €ival oxeu-
K& ouxvh, agopd katd kavéva onopadikEs NepINTw-
oels, ondvia npooPdannel ta kKAtw Akpad Kal napapé-
vel ouvhBws eotuakn®s 1% ¥nuavukd kAviké otoixeia
Mou CUVIEIVOUV oTov povoyovidiakd tuno duaotovias
gival n npwIpun évapén s vooou, 6nws NPoavapep-
Bnke, 10 BETKO OIKOYEVEIAKO I0TOPIKO, O PAIVOTUNOS
kal n eBvonoyikn npoédsuon (n.x. EBpaior Aokeva-
Qu, Apis-Mevvovites)’.

H npdobos otov Topéa NS YEVETKNS €xel 0ONYNOEI
oty avakdduyn apKeTmV VEWY yovidiwy Kal yeveu-
Kv Béoswv nou cuvdéovtal pe duotovia ta tefeu-
tafa 15 xpoévia kar éxouv epndoutioel 1o “DYT” ouU-
otnpa ta§ivopnons BeAuwvovtas tnv npoondBeia Ka-
tavonons ns naboyévelas twv npwtonabwv duotovi-
@v+>' H DYT ta&vounon anotedel nepiocdtepo pia
Aiota nou nepiNapBaver pia etepoyevh KAIVIKA Kal ye-
VEUKA opdda diatapaxmv pe ducotovia, napd yia yia
YEVETKA TagIvOUNOoN PE TNV OUCIACTKA évvola Tns Ag-
€ns'2. Méxpl onpepa, éxouv avayvwplotel 21 diago-
PEUKES HOPPES povoyovidiakhs duaotovias kal tagivo-
pouvtal oav DYT yeveukés BETels, ol NePIoOOTEPES and
Us onoigs kAnpovopouvtal PE ToV aUTOOWHATIKG KU-
piapxo XapaKthpa PE Pelwpévn, dpws, dieilobutkdtn-
a*>". H peiwpévn Sisiodutkdtnta unodnidvel évas
OeUtepos «ekAUTKOS Napdyoviasy, Onws évas dnnos
yeveukos n nepifandoviofoyikds napdyovias eival
duvatdv va eunnéketal otny nupoddtnon s évap-
€ns twv duotovikwv cupntwpdtwy'3. Exouv cupne-
pIAn@Bei o1 DYT1-13, DYT15-21 ka1 DYT23 buoto-
vies' (nivakas 1). H DYT14 ductovia éxel apaipeOei
Kal enavatagivounBei, kaBws n npooPefAnuévn oiko-
yévela anodeixinke éu avhkel oty DYT5 duotovia'™.

Yus nepioocotepes DYT duotovies €xel avayvwpl-
otefl yovidio h yovidiakh Béon, evad nepifauBavoval
HOP®ES ous onoies neplypaPetal povo o paivotu-
nos (DYT2, DYT4). And us €ikool pia S1apopeTKES
Hop®és povoyovidlakns duotovias, evvid avhKouv
ous npwrtonaBeis apiyeis duotovies (DYTT, 2, 4, 6,
7,13,16, 17, 21, 23), névie ota ouvdpopa ducto-
vias-plus (ue napkivooviopd: DYT5, 12, 16, ye pud-
kdovo: DYT11, 15) kai €€ ous napo&uopikés SuoKivn-
ofes (DYT8, 9, 10, 18, 19, 20). I6iaitepn pveia npénel
va yivel yia tn DYT3 duotovia (puioolvdetn ducto-
via-napkivooviopos), nou eggavicetal ous OiAinmives.
MaBonoyoavatopikés Yenétes oe eykepanous acbe-
vV €xouv Oei€el atpogia pe veupwvikn anmeia Kal
QOTPOKUTIAPWON OTOV KEPKOPOPO NUPNva Kal 10 KE-
Au@os'®'. Na 1o Adyo autd, nonnofl cuyypageis Ka-
tatdooouyv tn DYT3 ductovia ots KANPOVOUOEKPU-
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Alotkés duotovies> 12111719 kar dxI ota cuvdpoua du-
otovias-plus*82021,

Y€ auth v avackonnon Ba neplypayoupe ava-
Autkd us npwtonabeis apiyeis Suotovies kal 1 NPw-
tonabn ouvdpopa ductovias-plus nou cuvdéovtal
ue yvwaotd yovibia ecudlovias otn gaivopevonoyia
Kal OTd YEVETUKA TOUS yvwpiopata kal oupBadiovias
UE TS veotepes e€eniCers. Ae Ba oupnepINABoupE Ts
npwtonabeis napofuopikés duotovies mou pe Baon
NV 1PEXoUca tagivounon avhkouv otis npwtonabels
duortovies, kaBws anotefouv 1diaitepn opdda diata-
paxmv nou kaduntovial anod 1oV Opo «MNAPOEUOUIKES
duokivnofes» kal eGartias 1ou NapofuouikoU Xapaktn-
pa o eaivétunoés tous diapépel and tns wnikhs du-
otovias, evid ouxva xapaktnpidovtal and v Napou-
ofa andwv akoUoiwv KIVACEWV*7.

LUvépopa npwtonabous apiyous duaotovias

DYT1 &ductovia

H duotovia Oppenheim, énws ovoudotnke Npos
upAv tou Hermann Oppenheim nou Npwtoxpnolpo-
noinoe tov 6po ductovia yia TNV NEPIYPAPn s 1o
1911, eival nAgov yvwoth ws DYT1 ductovia. Ano-
tenel tn ouxvdtepn Kal coBapotepn Popeh KANpovo-
uikhs ductovias kal givar 18iaitepa ouxvh otov nan-
Buopod wwv ERpaiwv Aokevdlu cav anotédeopa pias
apxikns petdAnagns nou epgaviotnke npiv and nepi-
nou 350 xpovia??.

O xapaktnpiotukéds aivétunos s DYT1 duotovi-
as?? ekbnnwvetal cuvhBws otnv Naidikh nAikia (pé-
00s 6pos évapéns ta 13 €in) kal oxeddv ndvia and
éva dkpo, (ouvnBws 1o NédI), enekteivetal otn ouveE-
x€la ota adnda dkpa Kal Tous KoppIKoUs PUES Kal e€g-
diooetal o€ yevikeupévn duotovia péoa oe Niya xpo-
via and v évapén twv oupntwpdtwy, anid katd ka-
véva dev npooPanfel tous kpaviakous PUES Kal ToUS
pUes tou Adpuyya.

Qotéoo, and  Cuyph Nou EyIVE EQIKTOS O YEVET-
K6s €deyxos, o gpaivotunos s DYT1 ductovias dpxi-
oe va dieupuvetal kai va yivetal avudnnt n kAIVIKA
etepoyévela. H paivopevonoyia sival Suvatév va noi-
Kifel akopa kal ota péan s idias oikoyevelas, and
ooBapn, npwiuns évapéns, yevikeupévn duatovia nou
eival buvatov va eCenixBei o «duotovikh katalyida»
UEXPI ANIas popehs ectiakh duatovia pe noAu oyiun
gvapgn?+25. 'Exouv Neplypagei enions «atwunor» ¢al-
vOTunol Onws YevikEUpEvN duotovia Pe Kpavioauxe-
VIKN SUppEToXN, Tunpatkh h nodugotakn ductovia,
oyIuns évapéns ecuakn duotovia (n.x. onacuéds ypa-
QEws) N dYIPN E€AIEN Twv cupntwpdtwy, olvopo-
Ho pudkiovou-duaotovias?®26-2. Mapd tn gavotuni-
kA noikinia, aivetar éu dUo kAIvIKE yvwpiopata na-
papévouv oxeukd otabepd: 1) n évapén npiv ta 26
€tn kal 2) n évap&n tns duaotovias and éva axkpo?.

HDYT1 ductovia kAnpovopeital Katd Tov autoow-
Hatukd Kupiapxo xapakthpa adnd pe xapnin Sigio-

duukdtnta, nepinou 30%, nou onpaivel 6u éva pe-
yano nooootd twv Popéwv ns Petdnnaéns napapé-
vouv aoupntwpatkoi 3'. Av ta cupntpata dev ep-
PaviotoUv PExpI Ta 26 €1n otous popeis tou nabo-
Aoyikou yovibiou, Bewpeital acuvhBiotn n ekdhiwaon
oupntwpdtwy otnv unénoinn {whé. To yovidio nou
ouvdéetal ye tn DYT 1 duotovia Bpioketal oto gakpu
OKENOS ToU XpwPoowpatos 9 (xp 9q34), ovoudletal
TORTA A DYT1 yovidio kal kwdikonolel tnv npwte-
fvn topoivn A. H édneiyn pias tpinngtas voukieou-
biwv GAG oto €€dvio 5 tns neploxns kwdikonoinons
tou yovibiou TOR1TA gival ungtBuvn yia oxedodv 6nes
us nepintoels DYT1 duotovias®?, yeyovos nou kabi-
Otd EUKONOTEPO TO YEVETKO €Neyx0™3.

To npoidv kwbdikonoinons tou yovidiou TORTA, n
topoivn A, gival pia npwtefvn 332 apivo&wy, nou
evioniletal oto evéonAaopatkod diktuo kal tnv nupn-
VIKN PEUBPAVN Kal KATAVEUETAl EUPEWS OTO KEVIPIKO
veuplkd oluotnpa. Anotedel pénos tns AAA+-ATPGons
unepoIkoyévelas, nou eualonoyikd Bewpeital éu cup-
peExouv og noNAanAés KUTtapikes Aetoupyies, onws
n oUvVINEn twv pepPpavay, n diakivnon kuoudiwy, n
dlapdppwon twv Npweiviy (cuvappoddynon, avadi-
nAwon, anoddéunon) kal N KUTapookeAeUKn duvapl-
KA. Mapd us npoddous nou €xouv onpelwbel otn e-
Aétn s topaivns A, n akpiPns yopliakn s Aitoup-
yia kal o pénos s otnv ekdbnAwon tns ductovias dev
€xouv akopn &ekabaplotei®3436,

DYT6 &ductovia

H DYT6 ductovia nepiypdpnke 1o 1997 o€ oiko-
yéveles Apis-Mevvovitv Pe eva PIKTO QaIvVOTUNO PE
np@IuN évapén kal ouxvh npooBonn twv dkpwv alid
€NiONS WV KPAVIOAUXEVIKDV PUdv3’. KAnpovopei-
10l KATQ TOV QUTOOWHATKO KUPIOPXO XapaKtpa Ye
atenn dieiocbutkdtnta unonoyilduevn oto 60% yia
Apis-Mevvovites®®. To 2009 ol Fuchs kal ocuv®, ava-
k&dAuwav 1o 6eUtepo yoviblo nou cuvdEsTal PE Npw-
tonadn apiyn ductovia Kal gival uneuBuvo yia v
DYT6 éductovia, 1o THAP1 yovibio.

YxebOv otous ploous aoBeveis (47 %) n évaptn twv
oupntwpdtwy apopd 1o dvw AKPOo Kal MEPINOU OTo
éva TETapTo ToUs kpaviakous pues (npdowno, Adpuy-
yas), eva 10 undnoino éva T€tapto Tov auxéva®® 40, Fto
45% nepinou twv npoofePAnuévwy atdpwy e€enio-
ogtal o€ yevikeupévn duotovia®4!. Yndvia n évapén
evtoniCetal oto katw akpo®®4'. H nAikia évapéns to-
noBeteital otnv naidikh nAikia h tnv epnPeia, annd
Kanws apydtepa and v DYT1 duotovia (uéoos 6pos
évapéns ta 17 ) 4. O paivétunos s DYT6 ducto-
vias diagéper and s DYT1. Ta kAvikd xapaktnpiot-
K& agopouv npoofonn twv akpwyv anid kai s kpa-
VIOQUXEVIKNS MEPIOXNS e ouxvh nMpoofonh ts opl-
dias kar tn duoewvia va givar kovd yvwpiopa®#. H
OUXVN KPAVIOQUXEVIKA npoofonn kal n duopwvia Oi-
agpopoylyvaokouv v DYT6 and tn DYT 14

To THAP1 yovidio kwdikonolei tnv Thanatos-
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associated protein 1, pia npwteivn 213 apivo&éwy n
onoia avhkel og opdda NPwIEVOY Nou euniékoval
otn PEtaypaikn puBpion, otnv andéntwon Kal otov
€neyxo Tou KUTtapIkoU KUKAoU Kal EKPPEETal EUPEWS
otov gyképano kal dnNous eCwveupikous I0TOUSH 45,
O unxaviopos niow and i duoneitoupyia tns THAP1
npwrteivns otn DYT6 duotovia dev gival 1600 yvwotds
600 s topaivns A. Exel, dpws, Bpedei 6u 1o THAP1
yovibio puBuilel tnv ékppaon tou TORTA yovibiou
anAnAdenidpvtas pe tov npoaywyéa tou. Etol, pia
petaypaikn anoppuBuion tou TOR1TA yovidiou and
THAP1 petanddgeis pnopsi va anotenei artia duoto-
vias unodniwvovtas €va kolvoé naboyevetkd dpdpo
yia us DYT1 kal DYT6 ductovies?®47.

Metanna&els oto THAP1 yovidlo avunpoowneu-
OUV éva oNPAavUKG Nocootd NPWIPNS évapéns npw-
tonaBous duotovias o€ OIKOYEVEIES APVNTIKES YId
DYT1 buoctovia., anid o€ avtiBeon pe tnv DYT1 bu-
otovia ol THAP1 petadddé&eis napouaoidlouv peyd-
An noikiAig®-444849 MNoAudpiBues petanndagers, Ku-
piws SUOCUVBETKES, €XOUV evioniotel kal ota 3 €66-
via tou THAP1 yovibiou o€ olkoyéveles pe duotovia
UE KpavIoauxevikn enikpdtnon®#. THAP1 petanid-
Eeis éxouv enions PBpebei o€ piIkpd Nnocootd anopadi-
KWV NEPINTOOEWY €0TUAKAS N TUNUATKAS Yipns du-
otovias (évap€n tnv 5" A 6" dekaetia) nou npooPan-
el KUpiws TV auxevikh nepioxn n to Adpuyya, uno-
dnAwvovtas niBavo poéio otnv naboyéveon SYIPWY,
ECUAKMV/TUNHATKDV, onopadiKv Hoppwv duatovi-
as*0. 01 op6luyes THAPT petanndacels sival onavi-
€s, npokanouv ductovia kar gival duvatdv va ouvHE-
ovtal pe Ayétepo coBapn duoneitoupyia tns kwdiko-
noinpévns Npwteivns oe oxéon pe us etlepOlUYES LeE-
anAd&Eeis*>!. Méxpl ouyuns dev €xouv NpokUYel &e-
K&Bapes oxéoels yovotunou-eaivotunou®®-424° afqnd
biapaivetal du THAP1 petanidels teivouv va ennpe-
AoouV XaPakINPIoTUKE, 6nws n nAikia évapéns Kal n
AVATOMIKA KATAVOUN TWV CUPNTWUATWVA049.

DYT23 6uotovia

Mpokertal yia tnv tedeutaia eicodo otn DYT wa&vo-
punon (OMIM 614860). Mo cuykekpipéva, noAu npo-
o(aTN YeVEUKN PEAETN OE peydnn OIKOYEVEID YEPUAVI-
KNS Kataywyns pe auxevikh ductovia pe evap&n oty
evhnikn {wh nou npwtonepiypdenke 1 19932 ava-
yvpioe petaddagn oto yovibio CIZ1%3. To yovidio
ClIZ1 kwbdikonoiel pia p21 CPMafl-gAAnAemdpwoa pe
baktiAio Zn npwteivn 1 (CIZ1), nou epnnéketar otn
oUvBeon DNA kal otov €nieyxo Tou KuttapikoU KUKAou
G1/S. H oikoyévela nou nepinduBave kai éva euyd-
pI povoluywtkmv d1dUpwv eppavile auxevikh Ou-
otovia pe évaptn otnv evhdikn {wn, Tunikd Katd v
4n kar 5" dekaetia {wns. H npdopatn yeveukh pené-
I twv Xiao kal ouv>3, avayvplioe dUo akéun CIZ1
duoouvBeukés petannatels oe nAnBuopd 308 kau-
K&olwv pe oikoyevh h onopadikh auxevikh duotovia
pe évap&n otnv evhnikn {wn.
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Luvépopa duotovias-plus

Auctovia nou anavta otnv I-dopa (DYT5)

Mpwtoneplypdpnke and tov Segawa (1971) cav
kAnpovouikh npoioloa ductovia pe atloonpeiwn
npepnola diakupavon®t. To 1988 eiochxBnke o 6pos
buotovia nou anavtd oty |-dopa (DRD) &aitias tns
a€loonpeiwtns enidpaons tns |-dopa o auth tnv
opdda aobevv®. Eival yvwoth enions oav ouvopo-
po Segawa h autoowpPATKN KUpiapxn avendpkela
GCH1%8.

O kAaaolkés Gavotunos>#°¢ xapaktnpidetal and ek-
dnAwon tns vooou otnv naidikh nAikia (uéoos 6pos
évapéns ta 6 €m) pe ductovia ota katw Akpa Nou ouv-
béetal pe napd&evo Badiopa (paiBoinnonodia kai/i
Badiopa ota ddktuAa twv nodidv) kai eEeniooetal oe
yevikeupevn ductovia e enikpdtnon ota K&tw akpa.
Mapkivooviopds pnopei va avantuxBei ouyxpova N
ouvhBws apydtepa otn didpkela s véoou, KaBs
enions kal 1popos Bosws. Eva and ta yvwpiopatd
s eival n onpavukn npephola diakUpavon twv ou-
UNtwPAatwy, ta onoia emdeivavovtal otn SIGpKEIa TS
nuépas kal BeAudmvovtal e tov Unvo. Eivar duvatov
o€ KAMOIES MEPINTWOEIS VA UNAPXOUV «Weudonupa-
HdIka» otoixeia, {wnpd avtavakiaotkd, kAGVos Kal
duotovikos extatkos péyas 6akunos otous naidia-
TpIkoUs aoBeveis kal étol noAnés gpopés tiBetal AavBa-
opéva n Gidyvwon s eyke@anikns napdnuons N ns
kAnpovopikhs cnactkhs napanfnyias®-8.

Y€ BaBos xpovou 1o KAIVIKG pAopa s VOOOU £XEl
enektaBel kal éxouv kataypagsi kal difor pavétu-
nol. MNapatnpeftar Np®IPNS &vapéns «Amia» Jopen pe
eneicodiakn duatovia, Badiopa ota ddéktuAa h Npoo-
beutkn okofiwon nou ocuxva dev anaitel Bepaneia®.
Mapkivooviopos pnopei va anotenei apxikn ekdhiw-
on s vooou otnv evadikn {wn pe nnia duotovikd
otoixefa, anouaia nuepnalas dlakUpavons Kal Bpa-
Oeia €E€AIEN. X' autés TS NEPINTWOEIS analteital n oi-
akpion and Yop@Es veavikoU napkivooviopou Kal 101-
aitepa and v AUTOCWPATKA ENIKPATNTKN HOPPN VO-
oou tou Parkinson nou ogeifetal og petdAdagn oto
yovibio tns napkivns>-61.

To XapakINPIoUKO, OPws, o€ 6Aous tous KAvikous
unotwnous tns DRD eivar pia Beapatkn kal napate-
tapévn andvinon o€ xapnnés 66aoels I-dopa. Xpovies
aveniBupntes evépyeles and tn Anyn levodopa, énws
duokivnaies N kivnukes Siakupdvoels ival acuvh-
ot0 va oupBouv °°. TIpoKeal, ENoPévws, yia pia Be-
panevoiyn diatapaxh Kal yia 1o Adyo auto €ival on-
pavukhn n éykaipn didyvwon. H DRD npénel va nepi-
AapPdvetal otn Siagpopikn didyvwon onoloudhrno-
1€ SuoTOVIKOU ouvOpdLoU pe évapEn otnv Naldikn N
epnPikn nAikia, kaBs enfons Kar ous NEPINTMOEIS Ve-
avikoU NapKIVOOVIOHOU46:59-61,

H kAaoikh duotovia nou anavid oty I-dopa kAin-
POVOLETal KATG TOV AUTOOWHATKO ENIKPATNTKS Xa-
POKTNPa pE peiwpévn dielodutikdtnta, n onoia, dPws,

EANHNIEH
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eival a§loonpeiwta uynnidtepn ota Kopitola®? kar opei-
Aetal o€ pia and us nodudpiBues petaniacers (>100),
ouxvé kal de novo, oto yovidio yia tv GTP kukAoU-
dpondon, 1 (GCHT1), yeyovos nou kabiotd 1o yeveukd
énleyxo buokono karl Oxi eupéws O10B€aIP0®*53. To év-
Cupo GCH1 ocuppetéxel otn ouvBeon tns telpaldpo-
Biontepivns, oupnapdyovta s udpo&undaons s -
pOCIVNS, MOU CUUUETEXEI PE TN OEIPd TNS OTn oUVOE-
on s vionapivns and v wpooivn®. H nisioyngia
twv petanddEewv ouvdéovtal pe tov KAaoIkd paivéd-
Wwno s vooou. Qotdoo, N pAIVOTUMIKA ETEPOYEVEIQ
givar peyann kar Oev eNITPENEN TNV AVIXVEUON PEXPI
OUYUNS OUOXEUOEWY PAIVOTUNOU-YOVOTUNOU [E OU-
yKekpIpéves etepdluyes petannatels akdpa kal os pe-
YAnes ogIpés NEPIOTATIKMVE. Z€ KAMOIES NEPINTWOEIS
pe oUvOetes etepdluyes kal opoluyes petanndgers n
KAIVIKA gikova €ival BapUtepn24,

Yndapxouv kal andes apketd ondvies KANPOVOUI-
Kes Slatapaxes otnv 066 ouvBeons tns vionapivns
nou npokadoUv enions ductovia nou anavid otnv
I-dopa,. MpokeItal yia autocwpatkés unonemoue-
VES pop®Es duatovias nou anaviolv otnv I-dopa kai
npokadouvtal and ouvBetes N opdluyes petannactels
oto yovibio ts udpotundons tns tupoaivns (TH)® n
s pedouktdons tns ceniantepivns (SPR) kar cuv-
Oéovtal pe évlupa nou epnnékovtal enions otn oUv-
Beon s vionapivns. To gaivotuniké ¢aoua authdv
twv diatapaxwv givar noAu eupUtepo pe Npdobeta
yvwpiopata ota nAaioia evos BapUtepou veuponoyi-
KoU ouvdpbpou pe ouvBeto gaivotuno®. H nepal-
¥pw avanuon autwyv EePeUyel and Tous oTdXous au-
TS NS avaokonnons.

MuékAovos-6uatovia (DYT11)

To ouvbpopo xapaktnpidetal and v napouacia
puokAovidv Pepovwuéva h ouxvd oe ouvbuaopd Pe
duotovia®’. H évap&n ouvnBws oupfaivel oty naidi-
KA nAikia 1 tnv epnPeia kal vwpitepa ota kopitaia®e.
Y10V Wnikd Qaivotuno®”72 kuplapxei o HudkAovos
Kupiws 010 Avw TUNPa ToU OMPATos (auxévas, Kop-
H6s, Akpa) Pe ENIKPAETNON TWV KEVIPOPENIKDVY PHUMDV.
Ta puokdoviké tvayuata ival noAu oclviopa, yi” autd
Kar kadouvtal «kepauvoBéiax» tuvayuata®. Aiydtepo
ouxvd npooPdninovtarl ta kdtw dkpa’" 727374 H du-
otovia, otav gival napouoa, gival hnia Npos PEIa,
npooPdannel cuvhBws tov auxéva n td dvw AKpa Kal
ekdnAmvetal oav auxevikn duotovia, duotovikh B<on
akpas xeipas A onaoud ypapéws® 72, O pavotunos
s aplyous ducotovias €xel napatnpnBei pévo oe Ai-
yous aoBeveist’%870.72 Geauaukn eival Bentiwon tou
pudkiovou pe tnv katavdnwon ankodn oty nAeio-
wneia twv acBevdv e Wuxiatpikes ekONAWOEIS
OnNws KPioels navikou, katdaBaiyn, ISeoyPuxavaykaotkn
oupnepipopd, kataxpnon ankodn, didonaon Npooco-
xhs eppavifovial ouxvé otn DYT11 ductovia®” 737576,

Mapatnpeitar kAvIKN €tepoyévela Kal GTunol gpai-
votunol, 6nws noAU NpwiPn h dyipn évapén s vo-

oou’%72, NepIpepIkdS PudkAovos ota dvw ékpa, ona-
opods ypagéws oav pévn ekdnAwon 274 kal enikpa-
toUoa npoofonn twv Kdtw akpwy’! 7274,

H DYT11 ductovia eival autoowpatkh kupiapxn O1-
atapaxh nou npokafeitar and petanid&els oto yovi-
610 s e-oapkoyAukavns (SCGE), nou evtoniletal otn
XpwHoowuIkN nepioxn 72177, A§oonpeiwta peiw-
pévn S1eI0buTKOTNTA NAPATNPETal O PNTPIKA NPOE-
Aeuon tou petaddaypévou andndduopeou Adyw tns
untpIkns anotwnwons tou SCGE yovidiou, pe anoté-
Aeopa n véoos va ekdnAvetal katd kavéva étav 1o
naBonoyikd adinAdpoppo Npoépxetal and tov na-
¥pa’®7°. H e-oapkoyAukdvn gival pia diapepPpavi-
KN NpwTeivn, Nou avhKel OTNV OIKOYEVEIQ TWV OAPKO-
yAuKavyv, ol onoies anotefolv TPNPa ToU cupniéy-
patos duotpoivns-yiukonpwteivns otov eyképano
Kal Tous pues. Aev gival akoun yvwotds o ponos s
g-oapkoyAukdavns otov eyképano Kal otnv naboyéve-
on tou ouvdpoduou pudkiovou-duotoviast 13,

H DYT11 duotovia pnopei va npokAnBei and pia
noikinia petadnagewve’. Agv éxouv neplypagei Eekd-
Bapes ouoxetioels peta&y yovotunou-paivotunouss
80 E€aipeon anotenolv XpWUOOWIKES PIKpoeNNEi-
weis nou nepidapBdévouv 6o 1o SCGE yovibio afnd
Kal yertoviké yovidia kal unopei va npokanécouy oUv-
dpopo pudkiovou-Guctovias padi pe npdobeta kAi-
VIKG XapakInpIoukd, yI' autd kal anokadeitar ouv-
dpopo pudkdovou-duaotovias plus. O ouvBetos ¢al-
vétunos nepinapBaver eninpdobeta vonukn kKabuoté-
pnon, pikpokepania, Suouop@ia NPoownou, Kovid
avéotnpa, Koewons’ 8182,

Mia véa yeveukn Béon pudkiovou-ouotovias
(DYT15) xaptoypa@nBnke oto Bpaxy okéNos Tou Xpw-
poowpuatos 18g11 o pia pévo peydnn Kavadédkn
olkoyévela®#4, To uneuBuvo yovibio dev éxel akoun
AVOYVWPIOTEl. X& AUTA TNV OIKOYEVEID O GAIVOTUMOS
gival épolos pe s DYT11 duotovias.

Taxeias évap§ns duotovia-napkivooviouos

(DYT12)

H taxeias évap&ns duotovia-napkivooviopos
(DYT12) anotenei éva e€aipetké ondvio ouvopopo
duotovias-plus nou ekdbnAwvetal oe veaphn nAikia pe
oteia eppavion ductovias-napkivooviopou nou e&e-
diooetal yphyopa o€ AeNtd ws PYéPES Kal NUPodOoTEi-
tal andé Quolkd h ouvaloBnpatké otpes (Aofpwén,
daoknon). Ta npoteivoueva diayvwaotkd KpIthpia®® ne-
pidapPdavouv: 1) tnv andtopn epgavion duaotovias pe
OToIXEla NapkivooviopoU péoa os Nentd ws WpEs, 2)
dia EekdBapn kepanooupaia cuppetoxh (Npdowno>
avw Gkpa> KAtw Akpa), 3) NPOUNKIKG CUUNTMUATA.
Kataypdgovtal enions yuxikés diatapaxest®. KAanpo-
VOWEITal KATa TOV QUTOOWUATKO KUPIapXxo Xapaktpa
pe noikidn dieicbutkotnta. To yovidio ATP1A3 xap-
toypapnBnke 1o 2004 oto xp 19q13 kal kwdikonol-
i tnv Na+/K+ ATPdon a3 (ATP1A3), pia kataAutukn
unopovada s avidias vatpiou-kaniou®’.
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Auctovia-napkivooviopos (DYT16)

Mpoogata, éxel neplypagei oe dUO oudaIEs,
pNn ouvbedueves olkoyéveles and tn Bpadiiia pia
npwIPns évapéns yevikeupévn pop@h duotovias-
napkivooviopou (DYT16) kAnpovopoUpevn Katd tov
AUTOOWHATIKO UNOAEINGPUEVO XaPaKINPA, NMOU OQPEi-
Aetal oe duovonpaukés petanidéels oto yovidio nou
anavtd oto otpes PRKRABE. O paivétunos®® xapa-
Ktnpidetar and yevikeupévn duotovia pe npoofoin
TOU KOpPOU Kal Tou auxéva o€ peyanutepo Babud
and ta dkpa, otopatoyvabikh duotovia, onacuwdi-
kh duopwvia, kKaBs enions Kal OToIXEia NAPKIVOOo-
viopoU o€ kdnola pénn, cupntopata nou &gv ana-
viouv oe Bepaneia pe I-dopa. Exel enions avagepOei
€tePOlUYN petannaén oe veapd ayodpl and tn leppa-
via, xwpls olkoyevelakod 10topIkd nou &ekivnoe pe Su-
otovia and to nodi kal yevikeUtnke anAd xwpis oup-
LETOXN TV Kpaviakdy pudv®. To PRKRA yovidio kw-
dikonolel pia npwreivikh kivéon PRK, nou epniéketal
oty getddoon NANPOPOPIDY Otny KUTIApIkh diago-
ponoinon noAdanAaciacpoé kal anéntwon®.

Alayvwotukn npooéyyion Kai
KateuBuvinpies odnyies yia Ttn yeEVETIKN
S81dyvwon tns ductovias

Ye évav aoBevn pe apiyh ductovia n nAikia évap-
€ns, n Bon epPAavions Twv NPWIWV CUUNTWHATWY
KQl TO OIKOYEVEIaKO 10TOPIKO gival and ta kUpia otol-
x€ia o dlayvwotkn npoocéyyion®*. H unapén oiko-
YEVEIOKOU 10TOPIKOU OUVNYOPEI 0AP®S UMEP NS PO-
voyoviSiakns pop®ns ductovias. Qotéoo, 1o apvnu-
KO olkoyevelakd I0TopIKS gival pikpns atias eCaitias
s peiwpévns dieiocbutukdtntas o noAdgs duotovi-
€s. H npwiun évap&n ouvnyopei enfons unép s po-
voyovidlakns duotovias. Anod s apiyeis duotovies n
DYT1 €ival n ouxvétepn Kal npénel va e€etdletal os
NEPINTWOEIS Pe Npwiun évap&n ductovias and ta ékpa
Kal yphyopn yevikeuon.

Me Baon us EFNS kateuBuvtnples odnyies mou éxouv
Beoniotel yia i didyvwon s ductovias® cuotivetal
yeveukos €leyxos yia DYT1 og npwtonabn ductovia
pe évaptn anod ta ékpa os dropa nAikias < 30 v
Kal og >30 €, €pOOOV UNAPXEl OUYYEVNS PE MPMDIUN
évap&n duotovias, evd e cuviotdtal éAgyxos o€ aou-
untwpaukd gédn s oikoyévelas. Enions, cuothvertal
éneyxos yia DYT6 o€ npwipns évap&ns duotovies h o€
OIKOYEVE(S NEPINTOEIS SUTTOVIAS HE KPAVIO-AUXEVIKA
ouppetoxh N petd and anokieiopd s DYT1 duoto-
vias. Or ddnes pop@és apiyous duaotovias eivar nonu
AlyOTEPO OUXVES. Atopd PE Np@IUNS évapéns puokio-
VO ota avw dkpa h otov auxéva, €1bikd av kAnpovo-
peital Katd Tov aUTooWHATKO ENIKPATNTKO XAPAKTN-
pa KAl EVEPyONoOIEital Pe TNV Kivnon npénel va engy-
xovtal yia 1o DYT11 yovibio.

YNUavVUKO OTOIXEIO MOU MPEMEI va €XEl unodyn o
kAIvIKds veupondyos ival n Slayvwotkh xophynon
I-dopa o€ k&Be aoBevn pe npwiun évaptn duaotovias
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nou dev éxel 1€0ei idyvwon H ductovia nou anavid
otwnv I-dopa eival gavotunikd nodu etepoyevhs Kal
xpeldletar va AauPBavetar undyn akoun Kai o€ nepl-
Ntoels Ecuakns ductovias pe évap&n otnv evaikn
(wn. Znpavukn givar n diagopikh didyvwon and 1o
VEQVIKO NMApPKIVOOVIOPO. Xpeldletal Npocoxn o€ Me-
PINTWOEIS a0BevVV PE VEQVIKO NAPKIVOOVIOUO, €101
K& opeindpevo os petdniaén oto yovidio tns napki-
vns, kaBws unopei va epgavioouv ductovia ye nap-
Kivooviopd kal kaih andvinon otn levodopa*6°%-1,

Yupnepaopaukd, 1o ¢doua twv npwtonabwv du-
OToVIKMV cuvdpopwY gival 181aItEpws upU Kal €Te-
poyeves. H eG€AIEN oTov TopEa TS YEVEUKNS EXEl CU-
Banner onpavukd otn Sielpuvon s GAIVOPEVOno-
yias autv twv diatapaxy kal otn diatinwaon Kal
avanuon véwv yeveukmv Jopepwv. O1 enigels pual-
K& Oev otapatolv. And n pia nAgupd, Ppioketal n
npéogatn eicaywyhn otn DYT ta&ivépnon tns DYT23
duorovias, and v aAdn, n aygiofAtnon tns DYT7
YEVETUKNS B€ons yia tnv auxevikn ductovia®!, evd eni
Tou napoévtos, opdda epyaaias éxel avandper v ek
véou avaBewpnon s tagivounons tns duotovias?'.
Mepaitépw €peuva oTN YEVETKN AUT@V Twv dIatapa-
xv Ba oupBaniel otnv anooa@hvion s JopPIaKNS
Bdons autv twv voonudtwy Kal Kat' enéktaon oto
oxedlaopd e1dikv Bepansiv.
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Nivakas 1: Feveukn ta§ivopnon ductovias

DYT | OMIM Ovopartofoyia ®daivétunos KAnp. Feveukn Béon Fovidio MNpwreivn
DYT1 | 128100 | Auctovia Oppenheim/ | Mpwiuns évapéns and AK 9934 TOR1A/ Torsin A
Muikh NapapopPwWUKN | €va GKPO YEVIKEUHEVN DYT1 32
buotovia npwtonabns otpoQIKA
duotovia 23
DYT2 | 224500 | Autoowpatkn unofel- | AUTOOWHATKA UNo- AY ayvwotn Ayvwoto ayvwotn
nopevn otpo@Iikh du- AgindpevN YeVIKEUPE-
otovia vn otpo@Ikh duotovia og
Ionavous tolyyavous92
DYT3 | 314250 | ®udoouvbdetn ductovi- | Auctovia, Napkivoovi- (0) Xq13.1 TAF194 Melwpévn €k-
0-NapKIVoovIopods /Au- | opds og appeves @iAin- ¢paon TAF1 yo-
otovia Lubag nivé{ous, évapgn otnv vi6iou95
evnAikn (wh93
DYT4 | 128101 | «Mn DYT1» bductovia/ | Mia Auotpandédikn oiko- AK ayvwotn Ayvwaoto ayvwotn
WiBupioth duopwvia Yévela pe NpoeCapxou-
oa yibupioth duoPpw-
via96-98
DYT5 | 128230 | Auctovia nou anavid | Auotovia + NApKIVOOoVi- AK 14q22.2 GCH163 GTPCH1 (GTP
otv |-dopa (DRD)/ZUv- | opos, npepnala Siaku- kukAoUbpoAd-
dpopo Segawa Havon oupntwpdtwy, on1)
Beapaukn andvinon
otwv |-dopa54
DYT6 | 602629 | Auctovia piktou winou | Auotovia piktou - AK 8g11.21 THAP139 THAP1
pe évap€n otnv epn- nou, évap&n otnv epn- (thanatos-
Beia Bikn nAikia ouxvd and associated
NV KPAVIOAUXEVIKN Me- protein 1)
ploxn37
DYT7 | 602124 | Ecuakn ductovia pe lepuaviKn OIKOYEVEIQ PE AK 18p Ayvwoto ayvwotn
évap&n otnv evini- auxevikn ducotovia otnv
Kkn (wh evnaikn (wn91, 99/ono-
padikés nepintoels 100
DYT8 | 118800 | Mapofuopikh un kivn- | Eneicodia duotovias + AK 2q35 MR-1102/ | MR-1 (puBpI-
oloyevhs duokivnoia xopeias and Aentd ws PNKD1 OTNS PUOIVOYE-
(PNKD1)/ Napo&uopikn | wpes nou ekAvovtal Je veons 1)
duotovikn xopeloaBé- | afkodA, Kapé, otpes,
wwon (PDC) kénwon, kanviopa 101
DYT9 | 601042 | Mapofuouikh xopeloa- | Mapoguopikh Petd and AK p SLC2A1103 | GLUT1 (Meto-
B¢twon/onacukdTnNTa kénwon duokivnoia popéas yAuko-
(PED) pe npoiovoa ona- s 1)
oukhn napandpeon103
DYT10 | 128200 | NMapofuopikni Kivn- Engicodia duotovias + AK 16p11.2 PRRT2 105, | PRRT2 (MAou-
oloyevihs duokivnoid XOPEIOaBETWONS PIKPNS 106 ola o€ npodivn
(PKD)/ Mapotuopikn ki- | Sidpkeias ekAudueva SiapepBpavikn
vnoloyevns xopeloabé- | and andtoun kivnon104 npwteivn 2)
wwon (PKC)
DYT11 | 159900 | Mudknovos-buctovia | Muokdovies nou ana- AK 7921.3 SGCE77 | e-oapkoyAukdavn
vioUv oto afkodn ouv-
bdualbpeves pe duoto-
via67
P et K Neupodoyia 21: 6-2012, 22-33
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DYT | OMIM Ovopatofoyia ®aivétunos KAnp. Feveukn Béon lovidio Npwteivn
DYT13 | 607671 | Mpwtonabns ductovia | ltadikh oikoyévela pe AK 1p36.32-p36.13 Ayvwoto ayvwotn
WNUATKN / Gvw Thpa- | np@iuns évapéns duoto-
T0S OWPATOS via KPaVIOQUXEVIKNS Me-
ploxns N avw akpwv107,
108
DYT15 | 607488 | Mudkiovos-buotovia | Kavadikn oikoyévela AK 18p11 ayvwoto ayvwotn
HE pudkAovo-buatovia
nou anavtd oto afkoon
83,84
DYT16 | 603424 | Mpwipuns évapéns du- | levikeupévn du- AY 2q931.2 PRKRA88 PRKRA
otovia-napkivooviopods | otovia h duotovi-
0-NapKIvVoovIopos Og Ol-
Koyéveles anoé Bpad-
Aia88, 89
DYT17 | 612406 | Autoowpatkh uno- NiIBavédikn oikoyévela AY 20p11.22-gq13.12 Ayvwoto ayvwotn
Asnéuevn npwrtona- WE auxevikh duotovia
Bns duotovia pe évap- | otnv pnPIkA nAlikia ee-
&n otnv epnPeia Alooopevn apydtepa o
TUNPOTUKNA/YEVIKEUPEVN,
enions Bapid duopwvia,
duoapbpia109
DYT18 | 612126 | Mapo&uopikh petd and | Mapo&uopikh petd and AK 1p34.8 SLC2A1 GLUT1 (peta-
kénwon duokivnoia NapateEtapéVN KONWaon 110, 111 popéas yAuko-
(PED) duokivnoia (kupiws du- s 1)
otovia) pe h xwpis eni-
Anyia kai/h argoAutKkN
avaipia110, 111
DYT19 | 611031 | Mapo&uopikh Kivnol- Meydnn olkoyévela and AK 16q13-922.1 Aayvwato ayvwotn
oyevns duokivnaoia 2 Ivbia112/0polos pavo-
(PKD2) wnos pe DYT10
DYT20 | 607488 | Mapofuopikh pn kivn- | Mia Kavadédkn oikoyé- AK 2931 Ayvwoto ayvwotn
oloyevihs duokivnoia 2 | vela113/Mapo&uopikn
(PNKD2) duotovia époia pe DYT8
DYT21 | 614588 | Owipuns évapéns pikth | Zoundikn OIKOYEVEID PE AK 2q14.3-g21.3 ayvwoto ayvwotn
duotovia pikth duotovia pe évap-
&n otnv evadikn {wn and
Avw hpa oopatost 14,
115
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Ene€nynoeis: OMIM: Online Mendelian Inheritance in Man: www.ncbi.nlm.nih.gov/Omim/, KAnp: KAnpovopikétnta,
AK: Autocwpatkn kupfapxn, AY: Autocwuatukn unoneindpevn, Y: Guioclvden unoneinduevn
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