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MYOKAONOZX

Katoapou Z.", Mnootavi{onoudou £.?
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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€eibikeletarl 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 eivar aruofoyikh ous NepINTm-
O€IS NoU autd €ival EPIKTO KAl CUMNTWHATKA, PE TN Xphon Kupiws avuemAnnukdv papuaKwy.

Né€eis eupetnpiou: Mudkiovos, enmAnyia, KIVNTKES OIATAPAXxES

MYOCLONUS
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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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Katoapou Z., Mnootavi{onounou .

Opiopos

Muodknovos ovopddetal pia aipvidia, Ppaxeia,
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).

Ernidnuionoyia tou pudkAovou: Ta embdnpiofo-
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 pudknovos pnopei va eival éva yegovwpévo 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€ t€ooepls Yeydnes opades: duolo-
Aoyikos, 161onabns, enANATUKOS KAl CUPNTWHATKOS
puodkAovos (2, 6-10). O puaoiofoyikds 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-
K6s 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 akpwy), B) ot
oxéon Tou e TNV Kivnon kal ta epebiopata (aubodp-
pNToS/npepias, otaons, evépyelas/Kivnukos, aviava-
kNaotukds-ekAuOuEVOS and eCwiepikd epebiopara.
Mia ondvia pop@n pudkAovou nou enkUETal otnv
6p6ia atdon eival o opBootatikds pUdKAOVOS) Kal Y)
o€ oxéon pe T puBpikdNta tou (Gppubuos, PUBUIKOS,
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 diagoponoinon auth &gy eival elkoAn, engidn
yld va pnopécoupe Pe akpifela va evionicoupe v
avatopikn neploxn, nou euBUvVeTal yia th ékAucn 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 A 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 ouvexdpeva.
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 PE TOV QUTOOWHATIKG KUPiapxo Tino
(BADFME) (1, 10). Neupopuaiofoyikd, o ¢Aolikéds
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Mudknovos 27

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 dpactnpiétnta auth evionietal
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
(avtavakAagotkods dIKuwtds pudkAovos, olvbpoua
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 TwvV
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 pudkno-
VO, KUPIiws KoppIkd, auBbépunto, ekAUGPEVO PE TNV
Kivnon A pe cwpatoaioBnukod £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 (1610nabhs 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, Ynopei 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 nneu-
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
OUONAOEIS TV KOPUIKMDVY 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 noAuypaPikn NAEKTPOUUOYPAPIKN
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 duvavtal
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 eivarl 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 pnopei avixveuoel dopikés BAdRes, 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 AoIDEEIS, anopueAIvewTIKA
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, adnd noAAd akéun napapévouv ayvwota (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 adndavu-
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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