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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 addn (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
«avapanesy («abnormal») kivhcels, cUupwva 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
avopano n naBoioyikd 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 Bafapo@AoIikDY anaywywy JECW
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 vionapivn Kal,
161aitepa, ol unodoxeis tns D1 kal D2. Enopévws, ws
Kpiolpes OopEs aus xopelakés dlatapaxés, 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 npoBAnuatopds 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 sivar 161aitepa duokon, akdun
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
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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 MBavds 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
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on avukelpévwy. H actdBeia auth epgaviletal étav
{ntoUpe and tov acBevh va diatnphoel pia ouonaon,
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 HUS Oty
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 NPpdowno, 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, PYNOPE|
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-
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HIkoU 10topikoU, 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
KANpovouIKOTNTa). 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, UIOBETIES N MPMIYOI
Bdvatol and dnna aiua, weudbhs natpdINTa Kal
ENOPEVWS WEUOWS 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 opdanpa Yetanintel apxika o eninedo
npopetdAnagns (augnpévos apiBuds enavannyewv
CAG xwpis kAvIKA €ikéva), n onoia gival actabns
Kal pnopei va 6waoel otn ouvéxela nabonoyikd
ap1Bud CAG pe pepikn h nAnpn dieicbutkétnta. Xt
voohpata pe duvapikés petannayés napatnpeital 1
@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 CUYKEKPIPEVWV
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 10 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

Mpodkeitarl yia pia opdda onaviwv KANPOVOUIKMDY
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 vonukh ékntwon. Xta nAaiocia
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 pe
auToCWHATKO unoneindpevo 1péno. H Bepaneia eival
anokAEIoUKE oupntwpatkn (19).

Kafon®Bns oikoyevns xopeia (BHC)

H kadonBns kAnpovopikh xopeia gival éva ondavio
auUTOCWUATIKG EMIKPATES oUvOpopOo 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 eival pn npoodeutikn 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 xpwuodowua 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, Siatapaxés
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 neplopiotolv 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 PNopEi 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 oupntwud-
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 anotedsl 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 duvdpel unetBbuvwy Papudkwy, 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 cuoxeuoBei pe augnpévn enintw-
on katdbniyns 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 xopeioaBétwon pnopei va npokUyel petd 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).

Mpéogata enions, yetannayés 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 KAIVIKN €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 og 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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