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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 €xouv 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 pnopsei va undpxel cuvoonpdtnta pe emAnyia N dAnes napo&uopikés kataotdoels. H Bepaneia pnopei va
gival, avanoya Pe v oUyKeKPIPévN Napotuopikn unepkivnaoia, avuemnnnukd gdpuaka h Beviodialenives, N
Kal Ketoyoévos diarta otnv nepintwon ts PED nou oxetidetal Ye tnv avendpKela Tou petagpopéa yAukodns.

Né€eis eupetnpiou: Ynepkivnaoies, ouvantondBeies, petapopéas yaukddns, EmAnyia, Xopeia, Auctovia
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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.
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Mapotuouikés kataotdoels, 6nou ol aoBeveis
ep@avifouv yia ceipd and akoUoIEes KIVATEIS 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 NPOEPXOPEVNS AMNO €0W MNEPIOXES TWV PETWNIAiWY
AoPwv. Znpepa Aoindv Bewpouvtal pia popen eminn-
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 NMou Pnopei va odnyhoouv o€ eNelcod-
61a Ynepkivnoiwv. Tia napddelypa, n pn KETWUKA
unepyAUKaIIKA Katdotaon cuvodeUetal ouxvd and
HovOnAgUpes XOPEIOUOPPES N PaNAICTKES KIVACEIS.
XapaktnpIotkés Napotuopikés Guaotovies unopei va
guavictoly ota nAaiclia anopuefivwtkns vOoou.
AlGpopa Gpappaka, Onws ta veupoAnnukd, Ynopsi 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 OUCTAPATOS, NoU Unopel va odnynoel o€ pid
nAedda unepKIvNTKWY O1aTapPaxwV Pe NApoEUCUIKO
XapPaKtNPpa. AUToAvVOOES KATAOTATEIS, HE XOPAKTINPI-
oukd napadeyua v eykepanondBeia oxeuldpevn
pe avuompata évavu LGI1, kal napaveonAacpatkd
oUvdpopa pnopei va odnynoouv g XOPEIOUIOPPES 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 O
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, adnd 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 Paocikd 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 to
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 AokNon 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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Movs P, Ztepavns A.

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
eival 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 v
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 onaouous, h enelcodiakn 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 poviéda
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, unopsi 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 KWOIKOMOIOUUEVOU
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-
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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 SIapKETOUV Kal PEPIKES PES, OUVEXWS UECA OE
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 aAkodA N Kaeé 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 tTnv 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 YePPpdvns,
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 gival 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 AenTtv €ws 2 wpv, ekAdovial Jetd and
napatetapévn doknon, e évapén o€ atoua naidikns
nAikias. H ouxvétnta twv eneicodiwv noikidner avd-
Aoya kal pe tnv ékBeon otov eKAUTIKG Napdyovia,
YEVIKG Opws gival napoépola pe tnv PNKD. Alaxwpi-
Cetar and v PNKD katd Bdon Adyw tns diapopds
tou ekAuTKoU napdyovta (2,5). Mnopei va npokUYel
diayvwotko npéPAnua SlaxwpiopoU s ovidTNTAS
auths and v Auctovia nou avianokpivetal otnv
AeBovtona (Dopa Responsive Dystonia, DRD), nou
kAaooika eppavicel nuephala dlakupavon Nou Ynopel
va npoonldPel napofuouikd xapakthpa, N Kal oV
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, cuvhBws e XOPEIOUOPPES-ADETWOIKES
KIVACEIS akpopeikd, Mou Unopei va eNeKTeivovial oto
npéowno. Mnopel dpws o Gaivotunos va gival autos
s kanonBous KANPOVORIKNS XOPE(as, 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 Petoucimvel epedi-
opata nou endpouv otous unodoxels vionapivns oe
napaywyn cAMP. Katd néoov ol petanid&eis obn-
youUv o€ pepIKh anwAeia n o 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
evés NAoxovia, PE tnv yvaon OU ta CUPNTMUATa Kal
onpeia oty evhiko {wh pnopei va eival noAu afin-
xpd. Xe evnAikous nou epgavidovtal adidyvwatol 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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