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O1 petafonikés diatapaxés kanuntouv éva eupU pAcpPa voonpudatwy Kal éxouv aav unéBabpo eniktntes Kal
kAnpovouikés duoneitoupyies opydvwy, avendpkeles evQUUIKWOV UNXavIoPwy, eNAEPEIS TPOPIKMDY napayod-
viwv K.A.M. Yuxva ol diatapaxés autés ennpeddouv Agitoupyikd kal Sopikd tov eyképano, ondte padi e tnv
unénomn cupnwatodoyia twv petafonikmv ouvdpduwy eugavidovial nANBos veuponoyikwy ekONAMCE-
WV NOU oUxva UNdyovtal oTtny Katnyopia twv KIVNTIKGY Siatapax@v. uvnons gival n egepavion tpdpou, pu-
O6kAovoU, NAPKIVOOVIOUOU, XOPEias K.4., Mou Pnopei va unoxwphoouy pe tn Bedtiwon ts petafonikns du-
oferitoupyias (n.x. KIVNTKES dIatapaxés o NNATtKA h oupaipikh eykepanondBeia) h dnAote napapévouy Kal
etefiooovtal (n.x. eniktntn nnatoeykepanikn ekpunion). 1o dpBpo autd Ba NepyPAWOUE TS SIATAPAXES
Kivnukétntas nou epgavidovial oe petaPonikés Slatapaxés, Onws NNATtKA avendpkeld, VEPPIKA avendpkeld,
diatapaxn nAgktpoAUTwY Kal diatapaxn tou petaBoniopoU tou xankou, yayyaviou Kal aidnpou, Npoopépo-
VIaS OTOUS VeuponAdyous pia ouviopn evnuépwon nou agopd o autd 1o ouxvo npéBAnua.

Né€eis eupetnpiou: petafonikés Siatapaxés, NNATKN AvENAPKEIQ, VEPPIKA AVENAPKEID, KIVNTKES OIATAPaXxEs,
NapKIvVoOVIoPOs
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Abstract

Systemic metabolic disorders are frequently accompanied by movement disorders. Tremor, asterixis, parkin-
sonism, dystonia e.t.c. may be an important component of the clinical spectrum of these disorders, which
sometimes is subtle and transient and other times predominant and debilitating, needing emergency treat-
ment. Frequently a neurological consultation may contribute significantly to the evaluation and treatment
of patients with metabolic disorders and motor symptoms. The scope of this article is to highlight the
importance of movement disorders in the clinical course of metabolic disorders, such as hepatic and renal
insufficiency, electrolyte imbalance and metal metabolism defects, providing the neurologist with a quick
update to this significant everyday problem.
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Alatapaxés Kivnukotntas ouxvd avadlovtal and us
anAnnembpdoels petaty ouvBetwv naBoguaoionoyi-
KOV UNXaviopov Yeta&l tou NeupikoU Zuothpatos
(NZ) kar twv Slapopwv opydvwy. O1 diatapaxés Kivnt-
KOTNTAS Pnopei va gival 1o apxIké cUPNTwUa Pias Je-
tafonikns diatapaxns n va eppavioboly otnv nopeia
s vooou. MoAnés petaBonikés nabnoels epgavidouv
veupofoyikh onuegiofoyia kar o S1aTapaxés KIVNTKO-

ntas (tpépos, pudkiovos, xopeia K.AM.) ynopsl va
anotenéoouv 1o KAEIOI yia tnv didyvwon. Xto dpBpo
auté Ba neplypayoupe s SIaTtapaxEs KIvNUKOTNTAS
nou epgavidovtal os petafonikés diatapaxés, onws
NNatkn avendpkela, veppikn avendpkeia, dlatapa-
xn nAekpoNUT®Y Kal diatapaxn petafoniopol twv
petdnwy.
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KINHTIKEZ AIATAPAXEX XE NOZHMATA
TOY HNATOZX

O eyképanos eCaptdtal andAuta and to hnap yia:
a) in Siathpnon @uaionoyik®v eninedwv yAukdlns,
B) tov evdidueco petafoniopd BPENTKDY OUTIWY,
Brtapivady, 1IXvooToIxeiwv K.4. anapaitntwy yia
Quolonoyikn tou AgItoupyia Kal y) tnv anopdkpuyv-
on TofIKWV napaywywy ou petaBoniopou [1]. Eva
nAnBos voonpdtwy KANPOVOPIKAS Kal €NKTINTNS alt-
ofoyias pynopei va ennpedoel npwtonabws 10 hnap
Kal Tov eyképano tautdxpova (n.x. ankooniouoés,
v.Niemmann-Pick tinou C k.A.n.) h 6euteponabms
Adyw npdkAnons Bapids NNatukns avendpkeias kai/ f
Adyw nuiaias unéptaons Pe evepyonoinon nunaio-
OUCTNPATKMV OVOOTOPMOEWY, NOU CUVENAyeTal, O
uwnid nocootd, cofapn diatapaxn oe eninedo KNX
[2, 3]. Znv napouoa avackoénnon Ba vyivel avapopd
pOVOo o€ KIvNTikés Slatapaxés, nou epgavidovial o
aoBeveis pe beuteponabn npooPonn tou eykepanou
Adyw eniktnns nnatukhs BAANs.

Hnaukn eykepanonadeia (HE)

Mpodkertar yia emnAokn s ofegias (kepauvooiou)
Kal tns xpdvias NNatkhs avendpkelas. Xapaktnpie-
tal ané npoodeutkd enidevolpevn dlatapaxn s
NPOCWNIKOTNTAS, TWV YVWOTUKOV AEITOUpYIWY, TNS
ouveidbnons kail s KIvnukhs Agitoupyias. Yndpxouv
1peIs kUplol winol HE, nou diaxwpilovtal avanoya
e to unokeipevo aito. O wnos A eugaviletal otnv
kepauvoRBono nnatkh avendpkela, o tinos B ous
NEPINTOEIS NUAAIO-CUCTNUATIKNS AVACTOPWTKAS KU-
kAogopias, xwpis eppavh nnatkn ducnetoupyia kal
o wnos I og aoBeveis pe Kippwon nnatos kal nuAalo-
ouoTNUATKN avactopwtkh kukAopopia. Opioyévol
avayvwpifouv Kal éva tuno A, yia us NepINImaoEls nou
oe xpovia HE eppavicetal ofeia €é€apon. O nio ouxvés
Kal Xapakinploukoés wnos HE eival o winos I [4]. Me
Baon éva biebvés ouotnua tagvounons n HE Siaipeital
og 1éoogpa Kupla otadia (I-1V), nou diagoponoioy-
vtal avénoya pe pia kAiyakoUpevn enidsivwon tns
S1aTapaXns WV YVWOTKWOY AEITOUPYIMY Kal TNS OUVEI-
bnans, pe kKopUPwaon 1o nnaukd kwua. Mpoteivetal
Kal éva néunto, npddpopo, otddio s unokAivikns i
efdooovos HE, nou yivetal avuAnmntd Yévo pe €1dIkEs
WUXOUETPIKES OokIpaaies [5-7]. Ektds and us yvwouKes
Kal ouveldnolakés diatapaxés, otnv KAIVIKA €IKOVa,
ouvundpxouv noANanAés KivNukeés S1aTapaxés Onws,
aotnpiia (asterixis), napkivooviouds, 1poéuos Béons,
puodknovos, ducapBpia, ata&ia kar ondvia xopeia,
BanAiopds, otopato-npoownikh duokivnoia. O Ki-
VNTKES Slatapaxés Ynopei va epgaviotolyv os 6Na T
otadia ins HE, akdun Kal xwpis va undpxel EJeavis
S1aTapaxn TV YVWOUKWOVY AgItoupyidv [2-4].

Aotnpi€ia: Eival n nio xapaktnplotukn KIVNTKA
diatapaxn tns HE, aAfd pnopel va epgpaviobei kal oe
annes petaPonikés eykepanondBeies N va oxetietal
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ye @appaka (n.x. udavtoivn, Bannpoiko, NiBio k.An.)
[2]. Nepiypapn ts actnpi&ias yivetal otnv oupalpi-
Kh eykepanondBeia. tnv HE n eppavion actnpi§ias
avapévetal oto eNaPpd ws péco otddio, annd oxi oto
teneutaio. Av oe évav aobevh tpitou otadiou e€apa-
vioBei n aotnpi€ia, nou NpoUnhpXe PEXPI EKEVN TN
ouyun, autd anotenei coPapn évoeiEn embeivwaons
Kal KIvOUvou PETANTWOoNs 0 NNATKO KOua [8].

H aotnpi&ia otnv HE pnopei va neplopiletal pévo
ota 6dktuAa, €xel pikpd €0pos Kal ouxvotnta 5-12Hz
(mini asterixis). KAvikd poidadel pe 1pdpo Kai n diago-
pOoNoiNoN tNs UNopPEi, oUs NEPICOOTEPES NEPIMTWOEIS,
va yivel pévo veupogualodoyikd [2].

Mapkivooviopos: H unokivnoia kal n aouvépyela
TwV KIvhoewv otn HE eival ouvnBes gaivopevo, duws
autd evtdooetal péoa oto oUvono Twv CUPNTIWUA-
Twv s ndBnaons Kal gival duokoAo va Slaxwplotel
and 1o yevikd nAaaiolo. Mapkivooviouds avagépetal
ot0 4-21% twv aoBevv ue kippwon hnatos [5, 9,
10]. Zus Siagopes penétes duws cupnepiNappavo-
Vial NepIotatkd aoBeviv pe Kippwon tou ANatos
KQI MAPKIVOOVIOHO, NOU €ite ouvundpxel pe ensioddia
wnikns HE 1 xwpis. Avagpépovtal MEPINTWOEIS MOU O
napKIvooviouds unoxwpei e t Bepaneia tns HE pad
e ta undAoina cupnt@pata s eykepanikns duonel-
Toupyias kal afes nou napapével kai eéenicoetal. Oi
aoBeveis autol avhkouv otnv Katnyopia ts enikintns
nnato-eykeanikns ekpunions [10].

Inavies Kivnukés diatapaxés: L BiBAioypapia
QVOQEPOVTAI UEPOVWIEVES MEPIMTWOEIS E YEVIKEUUE-
vn xopeia h Padnioud, otopato-npocwnikh dUokI-
vnoia pad pe tpdpo Béons ota dvw AKpa, KOPUIKA
duotovia pe ekbhAwon cuvdpduou Midas K.4., nou
unoxwpnoav pe Bepaneutkn avuyetwnion tns HE
[11-13]. H naBopuaionoyia tns HE eival noAunio-
Kn Kal og apketd onpeia adieukpiviotn [5, 6]. Ztov
eyképano napatnpouvtal BAdRes otnv aotpoyoia
(aotpokuttapa Alzheimer twinou ), tn pikpoynoia
Kal tous veupwves. O1 BAdRes autés anodidovtal otn
OUYKEVTPWON TOEIKMV OUCIV (appwvia, payydvio),
og eAgypovh pe auénon NpoPAeyuovwdhY KUTOKIVHDV
(TNFa, IL-1B, IL-6), og petafonikés kal TpoIkeés diata-
paxés, KaBws kal og evepyonoinon s GABA-epyIKNs
veupopetaBifaons Adyw ékAuons VEUPOOTEPOEIDDV
(afdonpeyvavoniévn) [6].

H &idyvwon tns HE eival kAvikn. Ta pyactnplakd
€UPNUOTA Nou éxouv Peydnn onuaaia eival n auén-
on wwv ennédwv s aupwvias ato aipa, nou eivai
XapaKINPIoUKS eUpnua. H auénpévn appwvia dev
oupBadicer pe v Baputnta tns HE kal cuvhBws bev
XpNoIPeUEl ws NPoyvwaotkd otoixeio. Ta guaoiono-
YIKG €nineda appwvias pas anopakpUvouy anéd
diayvwon HE [4, 7].

Y10 HET napawnpeital eniBpdduvon twv pubumv
1I61aitepa ous Npoabies neploxés kal ivar mbavo va
gupavioBouv 1a xapakINPIoUKA TPIPACIKA cupnAgy-
pata tns HE. Ta eupnuata tou HET dev eival e16ikd
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yia tnv HE kai &ev xpnoigonolouvtal otn S1dyvwon,
andnd sivar xphoipa yia napakoAouBnon s e&€niEns
s vooou [3].

inv MRI eykepdanou neplypdpovial euphpata nou
aVUOTOIXOUV OE eyKe@AnIkG ofdnpa pe augnuévo onpa
ownv T2 akodouBia oto ¢Aoid kal us uno@nolhOels
dopés. Kanoles popés €101kd o€ xpovi(ouoes Kataota-
o€ls avagpépetal auEnpévo onpa ota Bacikd yayydia
otwnv T1 akofouBia. Ta euphpata unoxwpouv e Tn
Bepaneia tns HE. Aev anoteAolv diayvwaotikd KpIth-
pio [5, 10].

H Bepaneia tns HE apxiel pye tov npoadiopiopd
kar 816pBwon tou ekAutkoU napdyovia (Aoipwén,
algoppayia nenukoU, nAektponuTIKES OlaTapaxEs,
diatpoIkés napektponés, pdpuaka n.x. dloupnukd,
Bevlodialenives, oniouxa k.An.). Mapdidnna yivetal
npoondBeia peiwons s anoppoé®NoNs tNs appwvias
ano 1o éviepo Pe tn xphon NaktouAddns, pipatipivns,
opviBivns-acnapayivikoy, npofiotkdv. H nAnpns
Bepaneutkh avupetdnion yivetar yévo pe tn Peta-
péoxeuon nnatos [5, 7].

Eniktntn nnatoeykepanikn ekpuiion (EHE)

H EHE eivai éva etepoyevés veuponoyikd ouvopopo
He npoodeutkh eC€NIEN, nou nepinapPavel noikines
KIVNTKES KAl YVWOTIKES SIaTtapaxés Kal eypavicetal oe
€60pos NNatukns Kippwaons N NUAdIo-ouUCTNPATKAS
avaotopwtkhs kukAogopias [2, 3, 14-17]. Inpavukds
napdyovtas otnv eeavion tou cuvdpouou gival n
ooPapol BaBpou NuAdIo-oUCTNPATIKA AVOCTOUW-
kA kukdogopia, kaBdoov péow auths npokaneital
dueon diappon toIkmV napaydviwy ou petafo-
AiopoU otn cuotnpatkn Kukdogopia. Na to Ndyo
auto EHE pnopei va epgaviotel kal oe acBeveis nou
€xouv pev gualondoylkn nnatkh Aeitoupyia, adnd
napouoidlouv NUAAIO-CUCTNUATKA AVACTOPWUKA
kukAopopia eEw-nnaukns arvodoyias [3, 15, 16]. H
ouxvétnta EHE avépxetal oto 1-2% twv aobeviv e
xpovia nnaukh véoo [15,16]. Eneidh dev undpxouv
oapn dlayvwaotkd Kpithpia Kal n gtepoyévela s EHE
eival peyann gival mBavé noAnd nepiotaukd va na-
papévouv adidyvwota.

Avdnoya pe v KAIVIKA €IkOVa OIaKPIVOUE TS €ENS
pop@es EHE: 1) ye kKivnukes Siatapaxés, 2) PE yvw-
OUKES Kal PUxIKES ekONAMOoEIS, 3) Ye NNAtkn pueno-
néBeia. O1 peis pop@és pnopei va andnfoenikanu-
ntovtal Kal otov {610 aoBevih Kal XapakiNPIoUKE ts
pias epgavidovial gadi pe ta kUpIa CUPNTOPAta s
annns [3,15,16].

Znv napouca avackénnon Ba yivel avagopd ots
NEPINTWOEIS PE KUPIa ekONAwWOoN TS KIVNTKES diata-
POXES.

EHE pe kivnukés diatapaxés: Anotenel tnv nonu-
nAnBéotepn opdda (60%) twv aocBevv pe EHE [15].
KAvika poiddel pe tn véoo tou Wilson kar o nafaid-
TePES KAIVIKES avapopés undpxel o 6pos eniktntn Nna-

topakoeldns ekpunion un Wilson [9]. Alapoponoieital
and t véoo tou Wilson and to yeyovods 6t otnv EHE
bev napatpeital peiwon s aepoufonAaopivns otov
opo, anouoialel o dbakwinios Kayser-Fleischer kai n
anékkpion tou xafikoU ota oupa gival puaionoyikn
[3]. O1 aoBeveis pe EHE pnopei va epgavicouv nap-
KIvooviopo, t1popo Béons, pudkiovo, xopeia, atacia,
duotovia K.4., pepovwpéva h og cuvduacpous. Ta
oupntpata evoEXeTal va epgaviotolv otn didpkela
eneicodiou HE, adnd dev unoxwpoulv pe t Bepaneia
Kal ouvexiCouv va enIdeIvvovTal HECA OTO XPOVO
n ekdbnAwvovtal ave€dptnta and tnv HE [2]. H ou-
XVOTEPN KIVNTKA Slatapaxn €ival 0 NapKIvoovIouds
(10-25%) [15]. Ta cupnNTWOUATA TOU NAPKIVOOVIGHOU
oe €dagos EHE €ival: appotepdnicupn CUPPETPIKA
Bpadukivnaia, duckapyia kar diatapaxn Badions. H
buokonia otn Badion evdéxetal va gival and ta npw-
Iya cupntopata. O pdpos npepias gival ondvios Kal
enikpatel o 1pdpos Béons kal evépyelas. Alaxwpiletal
étol and tn vooo tou Parkinson, n onoia éxel aoUp-
peTpNn évapn, o T1popos npepias gival ouxvos kal n
diatapaxn Badions sppavicetal dyipa. MoAu ondvia
AVaPEPOVTAl EPOVWUEVA MEPIOTATKA E TPOUO NPEUI-
as kal aoUppetpn évapén [18]. H kAvikh eikdva punopei
va yivel ouvBetn, Ye eppdvion oto id1o dtopo, dARwv
KIVNTK®V 81aTapaxmv 6nws XopEia, oTouatonpoow-
nikn duokivnoia, ductovia kal ata&ia [2, 3]. Yndpxel
HIKkp6 nocootd aoBevmv nou kAvikd napouaidlouy
eikova napeykepanibikns ata&ias xwpis Napkivoo-
VIKG h xopelo-buotovikd cupntdpata [19]. Apketoi
aoBeveis pe EHE napouacidlouv coPapés yVwOoTIKES
Kal CUPNEPIPOPIKES Diatapaxés [20].

To xapakmpiotukd aneikovioukd edpnua s EHE
otnv MRI gival n eppdvion au§npévou chpatos otnv
T1 akodouBia atnv wxpd opaipa dpew. To autnpévo
autd ohpa Pnopei va enekteivetal ae 6Ao To PakoeidNn
nuphva, tn péAaiva ouacia Kal tTov odoviwtd nuphva
s napeykepanidas. H napoucia tou ogeidetal og
ouoompeuon Payyaviou [2, 3]. Avagépovtal kal ond-
VIES NePINTOEIS pe EHE xwpis angikovioukd euphpata
[21]. Mia 161aitepn aneikovioukh eppdvion otny MRI,
avaQéPETal ous NEPINTWOEIS Ye apiyn ataia, drou
neplypd@etal napeyke@anidikn atpodia kar auénpé-
vO ohpa ota péoa napeykepanidikd okéAn otnv T2
akonouBia [19].

Ye apketous aoBeveis pye EHE kal napkivooviopd
napatpnBnkav naBonoyikd eupnpata oto DaTSCAN,
yeyovos nou Oeixvel Unap&n npoouvanukoU eAAEiy-
patos vionapivns, evd og d4ANous ta euphuata htav
ouolonoyikd [9, 22]. To ibio cuvéRn kal pe to 1123
IBZM SPECT.H enikpatéotepn Bewpia yia tnv naboyé-
vela tns EHE otnpietal otnv to§ikdtnta tou payyaviou
kaBdoov augnpéva enineba payyaviou napatnpouval
010 38% twv aoBevv pe EHE kal og vekpotopikd
gupnuata éxel napatnpenBel cuykévipwaon payyaviou
ota Baoikd yayyia aoBevv pe EHE [10, 20].

Ektés and inv EHE cucowpeuon payyaviou na-
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patnpeital oe dSnAntnpidoels Adyw enayyeApatkns
n Siatpoikns €kBeons o€ payydvio Kal og ondvia
kAnpovouiké ouvdpopa diatapaxns tou petafoni-
opou tou payyaviou [23].

H Bepaneia tou napkivooviopou otn EHE ey eival
annn &iéu Ba npénel va AdBoups undyn tnv NNAUKA
avendpKela Kal us ENNTWAOEIS NS oTo Yetafonioud
nonAwmv eappdkwy, kabws enions to nabodoyoava-
TopIKG UNdoTpwa Kal ta dAfa cuvodd cupnmuata
s EHE, kupiws otov topéa s WPuxikns Kal yvwot-
Khs opaipas. Mpoteivetal n xphon s Agfovidna o
6nous tous aoBeveis kal n avgnon tns 6dons otadi-
akd avanoya pe tnv avoxh kal 1o anotéleoua. Exel
napatnpnBei 6u n 6pdon tou papudkou o aoBeveis
pe EHE noAnés popés dev eival ikavonomukn. Mpénel
va yvwpiloupe 6T 0TS NePINTWOEIS Nou n BAARN ota
Baoikd yayydia eival kataotpoikh n Bepaneia dev
pnopei va éxel anoténeopa. O vionapivepyikoi ayw-
viotés Ba pnopouacav va xpnoiyonoinBouly, afid n
anotefeopaukdtnta tous Bewpeital Ou gival pIkpn,
161aitepa und to nNpiopa s Unapéns diatapaxns twv
D2 unoboxéwv ota Baoikd yayynia. H xpnon avuxo-
Aivepyikwv dev gival eniBupntn Adyw tou KIvdUvou
embeiviwons twv yvwaoukdv Agitoupyidyv. H xophyn-
on xnAIKOV NapaydvIwy yid thv anopdkpuvon tou
payyaviou dev édwoe Bepaneutkd 6genos [2, 3, 10,
23, 24].

Mavtote avupetwnidovias éva nepiotatkéd pe EHE
Ba npénel va éxoupe undyn tov Kivbuvo epeavions
enelcodiwv HE kaBws kar neparépw enideivwans tns
nnauknhs Aeitoupyias. Eival anapaitntn n cuvepyacia
UE yaotpeviepondyo yia tnv and Kovou avupETmIon
ONwV Twv NApauétpwy s nnatondBeias.

TéAoS N PYETAPOOXEUON ANATos éxel OWOEl os ap-
KetoUs aoBeveis tn duvatdtnta va Benuwboulv 16oo
kAIVIKG 600 Kal aneikovioukd kal Bewpeital n kanu-
tepn AUoN yia v avupetonion s EHE [25].

Kivnukés Siatapaxés o€ Jetagdoxeuon NNATOS

H petapdoxeuon nnatos divel tn Suvatdtnta otous
aoBeveis pye nnatkh avendpkela va enavéfBouv oe
pia kafn Agtoupyikh katdotaon. Xnv nopsia s
€E€MIENS TOU peTapooxeUpPévou aoBevh WS, Pno-
peil va avakuyouv veuponoyikés emnnokEs, nou eite
oxeti{ovial PYe GUECES PETEYXEIPNTIKES ENINTMOEIS N
ME Ta pAPUAKa Nou xopnyouvial yia NV ano@uyn
andpPIYNs TOU PJOOXEUPATOS N PE TNV ENAVERPAVION
NNatkns avendpkeias os nepintwaon duoneitoupyias
TOU POOXeUpATos. H ouxvétepn kivnukh diatapaxn
gival 0 1pdpos (26.5%) Pe XAPAKTAPES EVIOXUPEVOU
ouolodoyikoU Tpdpou Kal 0 udkiovos (3.1%) [26].
O tpoépos opeifetal kupiws otn 6pdon twv PAPUAKwWY
(takpodniyous, kukAoonopivn) Kal éxouv NapatnpnBei
NEPINTWOEIS, MNOU NPOUMNNPXE TPOPOS NPIV TN PETAPO-
oxeuon Kal enideivadnke petd. O pudkAovos oxetiCetal
ue eykepanondBeia nou pnopei va npokAnBei and
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1o§ikn dpdon eapudkou h ota nAaicia eykepanikoy
o1dnpatos kal Aeukoeykepanondabeias. Indvia avaé-
pOoVIal MEPICTATKA PE EYPAVION NAPKIVOOVIOHOU LETG
I petapdoxeuon nNatos [27]. O1 KIVNTKES DIATapaxeés
O€ GTopd pe petapgdoxeuon NNaAtos avtpetwnidoval
pe npoondBeia 16pBbwons tou artofoyikou napd-
yovta.

AIATAPAXEX KINHTIKOTHTAX XE MA©HZEIX
TQON NEOPQN

O1 xpovies Nabnaoels twv veppwv napoucidlouv
gia ouvexn augnon ts ouxvoTNTas Kal ou eninofa-
opou tous. To 2017 vooouaoav and xpovia ndénon
WV VePPV 697.5 ekatoupupla dtopa og 6Ao tov
kdopo pe eninodacpd 9.1% naykoopiws [28]. H
oxéon peta&u NI kal nabhoswv twv veppv gival
ouvBetn kal noAunAsupn. H naBoyevetukh Bdon twv
dlatapax@v KIVNTKOTNTas o€ NabNCEIS TwV VEPPOV
eival noNAanAn. O1 diatapaxés KIvnTuKOTNTAs Pnopei
va npokafouvtal anoé tnv oupaipia, and us nAeKTpo-
Autikés diatapaxés, and tnv to&ikétnta diapdpwy
Qappdkwy twv onofwv o petafoniopds ennpeddetal
anoé v diatapaypévn veppikh Agitoupyia, and us
eninAokEs tns aipokdBapons kal and us eninAokEs
NS VEQPPIKNS PETAPOOXEUONS. AVTIOTPOPa VEPPIKA
bduonertoupyia pnopsl va npokAnBei and opiopéves
diatapaxés Kivnukdtntas. TEAOS UNAPXOUV YEVETIKA
Kal enfktnta aftia ta onoia ynopoulv va npooPaniov
tautoxpova to NI (npokanvias diatapaxés Kivnt-
K&TNTas) Kal Tous veppous.

I. Alatapaxés Kivnukoétntas AOyw VEPPIKNS
véoou

A. Apeoa anoteféopata tns VEQPIKNS
avendapkeias

a. Oupaipikn eykepanondBeia. To oUvOPOPO NS
oupaipikhs eykepanondBeias anotenei tnv ekbnwon
s oupalpias ané tov eyképano. O Mo xapakinpIou-
K€s dIaTapaxés KIvnTUKOTNTas nou epgavidovial otnv
oupaipikn eykepanondBeia ival n aotnpi€ia, o 1pduos
Kal 0 pudkiovos [29-32]. O1 iatapaxes KIivnukotntas
ouvhBws gpavidovtal os ouvduaopd pe ta dnna
oupnuopata ins oupalpias and 1o KNZ. Xy npwign
@don padi ye us S1atapaxés UvAPNS Kal OUYKEVTPWONS,
us diakupdvaels s d1dBeons kal ts dlatapaxés Ndyou
ep@aviCovtal n aotnpifia Kal 0 TPOP0S. LTa NPOXw-
pnuéva otddia n ékntwaon tou eninédou ouveidnons
(Nou @Tavel péxpl Kal 10 KMA), To napadhpnua Kai ol
weubaiobhaoels ouvodevovtal and enNNNUKES KPIOEIS
Kal pudkAovo. Ztnv naBoguaoiofoyia tns oupalpiks
eyke@anondBeias egniékovial cUoOWPEUON TOE|-
Kov petaBonitiyv, avicopponia Petal dleyepTUKwY
Kal avaotanukwy veupodiafIfactdy Kal OpUOoVIKES
diatapaxés. Ta oUPNTOUATA TS oupalyias €ival Mo
Bapid kar eEenicoovtal nio yphyopa otnv ofgia ve-
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opIkh avendpkela [29, 30]. To HET sival ouvhBws
naBofoyikd pe yevikeupévn eniPpaduvon (ue 6éAta
Kal Bnta dpaotnpidtnta), kupiws petwniaia [29-32].
Enfons undpxouv ocupniéypata aixpns-ppadéws Ku-
patos, nou &ev oxetiCovial dPws Pe tov pudkiovo. H
MRI tou eykepdaniou pnopsi va gival puoionoyikh A va
éxel pn €181ka eupnpata. Zndvia éxouv napampnOef
afnoimoels ota Baoikd yayydia, otnv nepikoifiakn
Aeukn ouaoia kal otnv éow Kawa [29-30].

Aotnpi§ia: n nio cuxvn popen apvnukoU pud-
kAovou xapaktnpiletal ané akouaolss, enavanay-
Pavopeves, dppubues, Ppaxeias didpkeias (1-3sec)
NTEPUYOEIOEIS KIVATEIS TV TEVIWPEVWY AKPwV, NOYwW
napodikns avactons twv Yuwv nou diatnpoulv v
otdon (50-200 msec silent period oto nAektpopu-
oypdoenpua) [29, 33]. O aywviotés PUEs eppavidlouv
anwAeia tdvou nou akoAouBeital and avupponiotkd
tivaypa twv aviaywviotv pudv. KAaooikd npoofdn-
Ael ta dvw akpa (NnapatnpoUpe Kupiws actnpiia dtav
10 Avw akpa eival andwpéva Pe TEVIwPEVOoUS Tous
AYKMVES Kal ToUs Kaprous kal avoixtd ta daxwAa),
anid pnopei va epgavietal kar ota katw akpa h pad
ota Gvw Kal Kdww akpa. Enions avagépetal kar aotn-
pIEia Tou KoppoU, Tou nNpocmnou (KAEioIJo patiy,
¢AEN ywvias otdpatos) Kal tns yAmoaoas.

Tpopos: o 1pbéuos otnv oupaiyia gival abpods 1po-
HOS ataons Kal Kivnans. Agv UNApxel TPOPOS NPEWIaS.

MudékAovos: €ival cuxvds OTouS oupalpikous
aoBeveis kar yevikd egpavidetal otny Bapid petafonikh
diatapaxn. O pudkAovos gival kupiws NoAueoTakos,
adnd pnopsi va gival kar auBéppntos, KIVNTKOS Kal
aviavakAaotkos (ekAUOPEVOS KUPIwS and akouoT-
KG epebiopata) h didxutos mini-yudkiovos [24, 29,
31]. H avatopikn npoéfeuon tou pudkiovou eival
eite @Noiikn eite unoenolddns. Mpoofdainel 1Goo
TOUS KEVTIPIKOUS OO0 Kal TOUS NEPIPEPIKOUS PUES. Le
UEPIKOUs aoBeveis unopei va cupBaivouv tautdxpova
puokAdvos kal actnpi€ia, ondte Nnpokuntel o 6pos
uremic twitching [29, 34]. O pudkiovos kal n aotn-
piEfa ouvnBws unoxwpoUv pe tnv alyokdBapaon [24,
29]. Edv xpeialetal Bepaneia ta npoteivéueva pappa-
Ka eival n kfovalendpn kai n AgBeupacetdun. Ensidh
n kAovadendun anekkpivetal and tous veppous Npénel
va xopnyeital o xapnaés 6éoels. H Aefetpaoetd-
un anekkpivetal pe v aipgokdBapon, yiI' auto eival
Kand va xopnyeital Yetd 1o 1€Aos s algokabapons h
20min npiv and 1o népas s aigokdbapons [24]. Aev
UNApPXxouv 0dNYiEs yia TNV AVUETMIoN TOU TPOUOU.
Edv xpnoigonoinBei n mipipiddvn Ba npéner va do0¢i
o€ noNU xapnnés ddaels [24].

8. BldBes Baoikwv yayyAiwv otnv oupaipia (oupai-
UIKO ouvbpoyio paBbéwtol owuatos). £1o oluvdpouo
autod, o€ aobeveis pe oupaipia, epeavidovial o&éws
dlatapaxés KIVNTKOTNTOS 0€ oUVOUAOUO PE ApUpO-
teponieupes PAaRes ota Baoikd yayynia [29, 31].
Mpodkertal cuvhBws yia acBeveis pe tenikou otadiou
VEQPIKN avendpkela nou xpeidlovial (h Bpiokovtar)

unoé aipokdBapon (ouvhBws ndoxouv kal and diapn-
ukh veppondbeia). O1 kUples O1aTapaxés KIVNTKOTNTOS
gival napkivooviopés h xopeia avanoya pe 10 NOCo
évtovn eival n npooPon s éow n s €Ew poipas
s wxpds opaipas [29, 31]. O napkivooviouds xapa-
ktnpicetal and Bpadukivnoia, duckauyia, diatapaxn
Ioopponias kal Badions, xwpis TOPO NPEIas Kal Xl
Mtwxhn andvinon otny VIONApIvepyiKn aywyn. H xopeia,
o€eia h unoteia, unopei va eival yevikeupévn, eotiakn h
etepdnneupn. H MRI eykepdou deixvel appoteponieu-
pes, oxebov ouppeTpikés PAGPRes ota Baoikd yayyAia,
ol onoies gival ugnioU chuatos ous T2 kal xapniou
ous T1 akonouBies [29, 31]. Znv Diffusion Weighted
Imaging ol BAdPRes ota Bacikd yayyAia éxouv uwnio
ohpa pe avtiotoixo xapnié chpa otous ADC maps
(kuttapotogikd oibnua). Adfol duws EpELVNTES Ppnkav
ota Baoikd yayynia auénpévo onpa otnv Diffusion
Weighted Imaging kai enions efa@pd autnuévo ous
ADC values (ayyeloyevés oibnua) [29, 31]. Ztn pedén
pe PET Bpébnke peiwpévos petaBoniouds yaukddns
ota Baoikd yayynia kar o pefétn pe SPECT peiw-
pévn aipgaukn pon [29, 31]. Zinv MRI ayyeloypapia
Bpédnkav ekoeonpaopéves pakoppaBdwtés aptnpies
(ayyeioyevés oidnpa). H MR Spectroscopy €0€i€e peiw-
pévn kopun tns N-aketuno-aonaptdtns kal auénpévn
Kopu®n yadaktukoU péoa ous BAAPes twv Bacikwbv
yayyAiwv (6nws og 1oxaipikés BAdapes) [29, 31, 35]. O
Olatapaxés KIVNTKOTNTAS Kal O aneikoviotukés BAARes
twv Pacik®v yayyniwy unoxwpouUv Je v Bepansia s
VEPPIKNS avenapkelas. MNpwta unoxwpouv Ol aneIKovi-
oukés BAaRes wwv Baoikwv yayydiwy, eviote aphvovtas
HIKpES eaties Kuatkns ekpunions. O NApKIVoovIoUOs
UNoXwpEl YEPIKWS N teneiws péoa o efdopddes h
pnves. H xopeia unoxwpel og nuépes n e6opades kai
YEVIKG autoi ol aoBeveis éxouv kanUtepn npdyvwon. Ta
VEUPONOYIKG CUPNTMHATA ONavia unoxwpouv Tengiws
napd v aneikovioukn BeAtiwon. Fevikd n npdyvwon
s oupaipias pe BAdPes ota Baaikd ydyyAia eival mw-
XN Kal N ePPavion autoU tou cuvdpdpou sival deiktns
ENIKEiPEVWV EMNAOKWDV.

y. ZUuvbpopo avnoUxwv dkpwv. To oUVOPOUO TwV
avnoUxwv dkpwv epgavidetal o >40% twv aoBevov
ye dilapdpou Babuou veppikn avendpkela ouxva o
ouvduaouo pe oupaldikh noduveupondBeia [36]. Eival
ouxvOTeEPO O Papld VEPPIKA aveNAPKEID Kal OTOUS
aoBeveis pe alyokdBapon. Xtous alpokabalpduevous
aoBeveis n ouxvoNTa EUPAVIONS TOU ouvOPSOUOU pno-
pefl va @tdoel péxpl 10 83% twv acBevav [29, 30,
37]. Avendpkela oibhpou kal avaipia oxetiovtal pe
au&npévn ouxvotnta eueavions Tou ocuvopouou. Yus
kataotdoels autés ouviotdtal Bepansia pe oibnpo
evbopiefiws kal Bepaneia ouvthpnons pe pubponol-
itivn [29, 30]. O1 Aiyes pengtes nou undpxouy yia v
avVUPET®NIoN Tou ouvdpdpou deixvouv 6t n Nefovid-
na, Ol VIONAUIVEQYIKOI OYWVIOTES, N YKAUNAneVvTivn Kal
n kAoviGivn €xouv tnv TAon va €ival anoteNECPATKES
[29,32]. Na v ykapnanevtivn npoteivetal pia apxikn
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66on 300-400mg kar otn ouvéxela ddon diathpnons
200-300mg tpeis popés tnv eB6opdda petd v al-
pokdBapon [29, 30].

B. EminAokés tns aipokadapaons. O1 KUPIOTEPES
napevépyeles tns aipgokdBapons eival 1o cuvdpopo
PAENS NS woPWTKNS Ic0pponias, N avendpkeia Beia-
pivns pe eykepanondBeia Wernicke kai n eykepano-
néBeia aipokdBapons A dvola aigokdBapons.

To oUuvbpopo phfns tns WOPWTIKAS ICOPPO-
nias [29, 30, 34, 37, 38] sivail pia enindokn n onoia
ogeifetal otnv taxeia petaBon s oupias kar dARwy
WOPWTUKWVY 0UsIhV nou npokadel oidnua tou eyke-
@dnou. Epygaviletar katd v Sidpkeia h oto ©€Aos s
algokadBapons og aoBeveis nou apxifouv alyokabap-
on N tnv éxouv Glakdwel kal tnv Eavapxifouv. Mad pe
10 CUPNTWPATA ToU eyKEPAnikoU oIdNPATos Pnopei
va eppaviocBouv pudkiovos, 1pdpos, kal ondvia, Su-
otovia. To olvdpopo autd speavietal wwpa ondvia
Adyw BeAtiwons s Takukns s aipgokdBapaons.

Avendpkela Osiapivns ka1 eykepanondadsia
Wernicke [29, 30, 37]: ol aoBeveis nou Ppiokovtal oe
aipokdBapon eival enippeneis os avendpkela Beiapivns
(nepinou 18% twv acBeviv o€ aigokdBapon éxouv
xapnAd enineda Belapivns). Ye pepikoUs aobeveis n
apxikh ekdniwaon tns eykepanondbeias sival xopeia kal
puokAiovos.Enions o1 acBevels pnopei va epgavicouv
atagia. Or aoBeveis nou epgavifouv xopeia Exouv ap-
potepodnneupes BAaPes ota Paaikd yayyia otnv MRI
Tou eykepanou (Uynins évtaons chua ous T2 ako-
fouBies). Téoo o1 dlatapaxés KivnukdINTtas 600 Kal ol
Brdpes otnv MRI unoxwpouv pe xophiynon Beiapivns.

EykepanondaBsia aipokad®apons n Avola ai-
pokaBapons [29, 30, 34, 36, 37]: n eykepanond-
Beia auth €ival éva noAunapayovukd ouvdpopo nou
éxel ouoxeuoBei ye upnnd enineda anoupiviou otov
0p6 Kal otov eyké@ano. To NpdTo cUPNTwPa Tou
ouvbpopou eival cuvnBws ducapBbpia kal anpatia
oU Noyou kal akodouBouv Yeudaliobhoels pe Yu-
xwon pad pe yudknovo, aotnpi€ia, popo, atatia
Kal emANNUKES Kpioels. ApXIKA 10 cupntdpata gival
Siafsinovia alfd otn cuvéxela eykabiotatal yvwotkn
dlatapaxn kar dvola. Xta npwiya otddia o pudKAovos
anavtd oty dladendun annd ota éyipa otddia dev
pnopei va eneyxOsi.

Mayyaviopos: n oxéon NapKivooviopou, payyavi-
ou kal BAaPwv ota Baaikd yayyAia napapével akdua
acans [29]. Xe neploplopévo apiBud acbevav ol da
Silva kal ouv[39] avagépouv eppdvion NApKIvoovi-
opoU YE Tpduo Kal onavidtepa pudkiovo o aoBeveis
o€ alpokdBapon o€ cuvduaopod pe auénuéva enineda
payyaviou otov 0po kal appoteponieupes uyniou
onhpatos Bdpes ota Baaikd yayynia.

I. Kapkivos ve@pou. MNMapaveonAaopatkes ex-
dnAwaoels and tov Kapkivo tou veppou dev gival ou-
XVEs. € HIKpO apiBud aoBeviv eugaviobnke xopeia
(e avuompata CV2/CRMP5) [28, 40] kal cuvbpopo
oyokAovou-pudkiovou [28].

Neuponoyia 30:2-2021, 6-19

A. ®dppaka nou npokafdouv Siatapaxés Kivn-
ukotntas os aoBeveis pe oupaipia. O1 aoBeveis pe
VEQPIKN aveNdpKela éxouv augnpévo Kivbuvo eppavi-
ons veuponoyikwv eninlokaoy ané didgopa papua-
Ka. H nio ouxvh diatapaxn €ival o gudkAovos Kal ta
@dpuaka nou tov npokanouyv ival n akukNoBipn, ol
kepanoonopives, n ainpogno€aaivn, n dofoutapivn,
n petokAonpapion, ol paivobeiadives, ta oniogidn (161-
aitepa n penepidivn) kai n ykapnanevtvn [31, 41]. O
avaotoneis tns kanolveupivns Mou xpnalponolouvial
OUS UETAPOOXEVUTEIS VEQPOU UNopei va npokanéoouv
tpopo kar atagia [31].

Il. Kivnukés Siatapaxés nou npokafdouUv ve-
@pikn BAAPN. Indvia kivnukés S1atapaxés Pnopef
va npokanéoouv veppikh BAARN, Kkupiws péow un-
xaviopoU paBdopudAuons kal Juoogalpivoupias
[28]. Tétoia pepovwpéva napadeiyuata npoékAnons
VEPPIKNS BAARNS eival n évtovn xopeia (otnv vooo
Huntington), n évtovn ductovia, n éyiun duokivnoia
Kal 10 KakonBes veuponnnukd olvopopo. H avupetw-
nion otoxevel otnv Bepaneia s diatapaxhs KIVNTKS-
ntas pad pe evuddtwon. Eviote pnopef va xpelaobei
Kal aipgokdBapon.

lll. Ma®noeis nou npokafoUv tautéxpova
Siatapaxn Kivnukotntas Kai veppikn BAapn.
Monnés 1éoo kAnpovopikés (AUCOoWUIKES NaBNaEls,
pitoxovoplondBeies, opyavikés ofuoupies, dIatapaxés
ToU KUKAou tns oupias, Siaufondbeies k.An.) 6oo Kal
eniktntes NaBNoels (ayyelakes, autodvooes, TOEIKES)
nou npooBdannouv to veppd (cwAnvapiakh BAGRN n
BAdapn tou oneipdpatos) pad pe 1o NX oxetidovial pe
v epedvion diatapaxwv Kivnukotntas [29, 31]. Eva
XapaKINPIoUKS oUvOPOO €ival T0 oUVOPOUO KIvNT-
KoU puokfAovou pe veppikh avendpkela (action
myoclonus-renal failure syndrome)[29,31,34,41]. To
ouvbpopo autd ival pia popPh npololoas puokio-
vikhs eniAnyias. Epgavietal ot 2" pe 3" dekagtia ins
(wns. Neuponoyikd ol acBeveis eugpavidouv 1pdPo
(ota dvw Gkpa, nou ival npepias Kal eniteivetal Ye
v kivnon, kaBws kal oto Ke@Aani kar Tov Koppo),
Kivnukd puodknovo, ataia kar emiAnnukés kpioels. Me
v eG€MIEN Ts véoou o pudkiovos yivetal noAu evio-
vOs NONUECTIOKAS KIVNTIKOS JUOKAOVOS NoU nIQEPEI
ooPapnh avannpia. Tautdxpova and to veppod napatn-
peital npwteivoupia nou eEeNiocoetal otV CUVEXEIQ O
VEQPIKN avendpkela. To ouvdpopo kAnpovoueital Pe
TOV AUTOOWHATIKG UunoAginopevo TUNo Kal oPeinetal
o€ petdnna&n tou yovidiou SCARB2 nou kwdikomnol-
&l pia npwrteivn wv Aucocwpatiwy, v NPWIEivn
LIMP-2. ©epaneutkd xopnyouvtal AeBeupacetdpun,
tonipapdtn, fovicapidn kai kAovalendun.

AIATAPAXEX KINHTIKOTHTAX
LE HAEKTPOAYTIKEZ AIATAPAXEX

O1 niektponutikés diatapaxés ouxvda ekdnAdvovtal
ue veupofoyikh onpeiofoyia tdoo and 1o KNI 600
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kal ano to MNX. Extés and tnv eykepanondBeia ol
nAektpoAuTKés Blatapaxés pnopei va npokanéoouv
diagopes dlatapaxés KIVNTUKOTNTAS.
YMNONATPIAIMIA. Qs unovatpiaipia opicetal ou-
YKEVIpWON vatpiou aipatos PiIkpdtepn twv 135mmol/L
[42]. H unovatpiaigia éxel noNAanAd afta kar n veu-
pofoyikh onyeiofoyia s gival noikiAn, n kUpla dPws
avnouxia agopd otnv evoexduevn NpoékANon eyke-
@anikoU oIbNpatos Kal evHoKpaviou UnepTioEws.
Yupnwpata and 1o NI, énws eykepanondbeia kal
emANnUKEs kpioels, eppavidovial otnv o&egia eykatd-
otacn tns unovatplaiyias [31, 42-44]. Ooov apopd o€
diatapaxés Kivnukdtntas ol aoBeveis pe unovatplaipia
efval duvatdv va epgpavioouv 1pdpo, puodknovo, atatia
kal Suokapyia [31, 42-43]. 1biaitepn npocoxh xpeid-
(etal n anokatdotacn tns unovatpiaipias (anoguyn
Taxeias anokatdotaons twv eNiNédwv Tou vatpiou)
yla va pnv npokAnBei 10 wopwukéd anopueAivawtikd
oUvbpopo nou nepIAAPPAVEl TNV KEVIPIKA YEPUPIKN
kal v e€wyepupikh pyuenivonuon [31,41-45]. Zn
YEQUpPIKN puedivéduon napatnpeital terpandpeon,
npopnkIKN napdAduon Kal KOPa, HE XapakinpIotKh
€Ikéva otn yépupa otnv MRI eykepdnou. E§wyepu-
pIkh puedivéAuon: Yto ocuvdpopo autd npooPan-
Aovtal ta Baoikd yayyAia (o aAfes avapopés 34%
Kal og annes >76%), n napeykepanida(33%-55%),
o Banapos (34%), o INNOGKAPNOS, O PETWNO-KPOTa-
@IKOS @AoIos Kal n unogioimdns Asukn ouaia. Ol
aoBevels eppavidouv NPWIPES KAl OYIUES SIATApaXES
KIVNTKOTNTAS. TUs NpWIYes nepinapBavovtal napKiv-
oovIouos (44%-50%), ectiakn A tunpatkn duaotovia,
puokAovos, tpdpos, owdkAovos, diatapaxn Padions
Kal katatovia. O oyiyes ekbnAwoels nepinauBdavouy
napkivooviopo, duactovia, xopeia-xopeloabétwaon Kal
biatapaxés Padions. O1 acBeveis enions dyiya Pno-
peil va eppavicouv unogAoimdn dvola, katdbAiyn
kal dAAes veupoyuxiatpikés diatapaxés. v MR
eykepanou gaivovial cuppeTpikés BAGREs ota Bacikd
yayynia kai otov 8anapo, uyndoU ohuatos ous T2
kal FLAIR akofAouBies kai xapnioU ohpatos otny T1
akonouBia. fnv e€étaon pe SPECT Bpébnke nabo-
Aoyikn aneikévion Twv PETAPOPEWY TNS VIONaivns
KQl TV VIONApIvEPYIK®Y unodoxéwv, eUpnud nou
OUVNYOPEl UNEP MPOCUVANTKAS KAl JETACUVANTKAS
BA&Pn s pefaivopaBdwtns 0dou. H ofeia eppdvi-
on napkivooviopou anavid kadd otnv Bepaneia pe
AeBovidna kar ye npapine€dAn. H kAvikn PeAtiwon
TOU NapkivooviopoU cupPBadilel ye Ty aneikovIoTKA
BeAtiwaon oto SPECT. O napkivooviouds nou epgpavi-
Cetar dyiya Gev anavid otnv Bepaneia.
YNEPNATPIAIMIA. Qs unepvatpiaiyia opide-
10l OUYKEVIPWON vatpiou aipatos peyadUtepn v
145mmol/L [41]. Ta cupnt®PATa s UNepvatpIalpias
ouvhBws epgavidovtal oty ofgia eykatdotacn ns.
And o KNI éxoupe eykepanondBeia (mou kupaiveral
ané unvniia péxpl Kmua), eNANNTUKES KPIoEIS Kal
dlatapaxés KIvnukOTNTas (tpdpos, Xopeia, YudkAovos

kal duokapyia) [31, 41-44]. H unepvatpiaipia eival
avapeoa ota aftia tou cuvdpdpou nou anokansital
«oUvbpouo avaotpéwipyns PAGPRNs onAnviou» [43]
Kal xapakinpiletal and eViEToniopévo KUTIapOTogIKO
oidnpa oto onAnvio (un npoodauBévouca uynAou
onpatos BAGRN ous T2 kal FLAIR akodouBies otnv
MRI eykepanou).

ANANEX HAEKTPOAYTIKEXZ AIATAPAXEEL. Ol
veuponoyIkés ekONAWOEIS TS unopayvnoiaigias
[31,42-44] nepifauPdavouv eykepanondBeia (oUy-
xuon, napafhpnua, ANBapyo, KWPa), eENIANNTKES
kpioels, onpeio Chvostek kal Trousseau kaBws kai Oi-
atapaxés KIVNTKOTNTAs Onws 1pdpo, Xopeia, pudKAovo
Kal unepéknAngn (startle). Auth n cupntwpatonoyia
ep@aviletal ye upés payvnoiou opou < 0.8mEg/liter.

v unopwoatalpia [31, 42-44] undpxel oup-
petoxn tou KNZ otav o pwopopos sival <0.5mg/
dL. O1 ekdbnAwaoels poidlouv pe v eykepanondbeia
Wernicke pe eniinnukés kpioeis, vuotaypuod, appo-
epoénieupn napdiucn anaywymv veupwy, TPOPo
Kar atagia.

O1 Siatapaxés tou kafiou dev npokadouv bi-
atapaxés Kivnukotntas 6nws kal n au§non tou
Hayvngiou kal tou pwa@opou. O Siatapaxés
ToU aofeoctiou €xouv oxéon pe Us NABNCEIS Twv
napabupoeldiv adévwy.

AIATAPAXEZ TOY METABOAIZMOY
METAAAQN

I. AIATAPAXH TOY METABOAIZMOY
TOY XAAKOY

O xankoés €ival anapaitnto IXVOOoTOIXEIo yIa ToV
opyaviopd Kal oo h €éNdsiyn tou oo Kal N nepio-
o€la tou odnyouyv o€ veuponoyikés diatapaxés. O
ONUAVTUKOTEPOS EKNPOOWNOS TwV S1aTapaXmV Tou
petaponiopou tou xankou ival n vdoos tou Wilson,
n onofa ouxvd dev yivetar éykalpa avuAnnth Kai n
kaBuotépnon otn didyvwon tns Bétel o€ kivbuvo tn
(wnh tou aoBevous.

1. N6éoos tou Wilson

H nnatogakoeidns ekpunion h véoos tou Wilson
givar pia kAnpovopikh ndBnon s Petapopds tou
xankou kal ogeifetal og petanndaels tou yovidi-
ou ATP7B, nou kwdikonolei pia P- tinou ATP&on
(ATP7B), n onoia €ival unetBuvn yia v petapopd
10U xankoU and us ouvodous evdokuttdples Npwreives
otV anekkpItukn 066. AnotéAeopa tns anwAelas s
Aertoupyikétntas s npwtefvns ATP7B €ival n ouoc-
owpeuon xankou oto hnap, oto KNX kal og adda
opyava [46, 47]. Kinpovopeital Ye Tov autoowpiko
unofeinoépevo xapaktpa. O yvwotés petanfdgels tou
yovibiou ATP7B eival noANEs kal PEXpI ONPEPT €XOUV
avixveuBei 659 pe naBoyvwpovikd xapaktnpa, v
undpxouv Kal alAes pe dyvwotn onpacia. Xtn Bdon
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bedopévwv: http://clingen.igib.res.in/WilsonGen/,¢-
XOUV KataxwpnBei 6nes ol yvwaotés petanndaels kal
gnopouyv ol evbiagpepduevol va nAnpopopnBouly, av
Hia ouykekplpévn petdialn éxel Siayvwotikh onya-
ofa yia i véoo tou Wilson [48]. O eninoAacuds s
vooou naykoopiws unodoyicetal o 1:30000-1:50000.
Y€ oplopéves xwpes, Ndyw eIdIKDY ouvBNKOV Mn.X.
ouvhBels yapol peta&l ouyyevav h pe nAnBuopous o
anopévwon, o eninoNacpos autavel onpavukd [49].

KAvikés ekbnAwoels: H vdoos eppavicel peydnn
PaIvOTUMIKN €TEpOYEveEla Kal anarteital 1diaftepn eu-
aioBntonoinon yia v ocwaoth didyvwon Kal éykaipn
évapén tns Bepaneias. Mnopei va eppaviotel o€ onola-
dnnote nAikia. To vedtePO NePIOTATKS MOU AVAPEPETAl
gixe évaptn og nAikia 9 unvav Kal 1o ynpaidtepo Ot
nAikia 72 ewv [46, 50]. Ta apxikd cupnt@uata Kal
onpeia gival ané to hnap oto 40-50% twv aobe-
vV, ano 1o veupikd ouotnpa oto 40%-60% n and
v Yuxikh opaipa oto 30-40% twv acBevdv. H vo-
00s Pnopel va apxioel pe ouvBetn kAvIKA €IKGva Kal
ouvbuaopoUs cupntwudtwy [50]. Zus veuponoyikés
ekdnAoels s vooou neplypdovial SIatapaxés Kivn-
ukéntas (tpdpos, ductovia, napkivooviouds, atagia),
enANNuKEs Kpioels, duocautovopia, Nupapidikh on-
pelonoyia, kepananyia, yeudo-npopnkikh napdiuon
Kal vonuknh €kntwon. Tpels SIaQopetiKes KAIVIKES VEU-
PONOYIKES HOPPES EXOUV NEPIYPAPE, avanoya e ta
OUPNTWPATA NMOoU EMNIKpatouv: duaotovikd olvbpopo,
ata€iké kal napkivooviké [46]. Tis nepIoodTepes POPES
undpxel yeyann aAinAognikaAuyn cupPNtwUdTtwy Kal
1a oUvdpopa Gev pnopouv va diaxwpiotouv [51]. Xus
ekbnAwaEls and tnv YUxikh opaipa nepinauPdvovtal
kataBAiyn, dinoAikh diatapaxn, Yuxwaon, Katava-
ykaotukn diatapaxn kal S1atapaxn cuunepIPopds e
apon avaoctodwy [47]. H onpeiofoyia and to hnap
Kupaivetar and anin, nnia, at§non tpavoauivacwy,
uéxpl oeia nnaukn avendpkeia [47]. Enions pnopei
va gppaviotolv ofgia h xpdvia nnatiuda, Kippwon
Kal nnatokuttapiké kapkivwpa. O daktuios Kayser-
Fleischer Bpioketal nepinou oto 50% twv acBeviv
pe nnaukn BAARN kai oto 90-99% twv acbeviv Pe
veuponoyikés ekbnAwaoels [47]. Znv véoo unopef va
undpxel npooBonn kal dARwv opydvwy énws npo-
oPBoAn twv veppwyv, kapdiopuondBeia, okeAetkés
avwpadies, unonapabupegoeidiopds, otelPdINTA K. 4.
[50].

Epyaotnpiakd euphuata: O epyactnplakés eCetd-
O€IS Mou €ival onpavukés yia i d1dyvwon s vooou
tou Wilson €ival: a) ZepounonAdaopivn opou. Meiwon
v eninédwv ogpoufoniaacpivns opoU KATw tou
20 mg/dL eivar naBoyvwpoviké eUpnpa yia tn vdoo
tou Wilson. ©a npénel va éxoupe unoéyn 6u xapnAid
enineda oepoudondaopivns pnopei va napatnpn-
Bouv o€ ouotnpatikés nabnaoels, énws Papid nnau-
KA avendpkela, VEQPwoikd ouvdpopo, unobpeyia,
OToUs €1epolUYWTES QOPEis, o ondvia KANPOVOUIKE
oUvbpopa dlatapaxns tou petafoniopol tou xan-
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KoU, 6nws ta ouvbpopa MEDNIK (yovidio AP1S1)
kal Huppke-Brend! (yovibio SLC33A1) kaBws kal o€
acepounonnaopivaipia [46, 47]. H puaoiofoyikh uuh
ogpounoniaopivns dev anokAeiel tnv napoucia s
vooou [50], B) 24wpn anékkpion xankoU ota oupa:
n au€non s anékkpions xakou ota oUpa >100 mg
10 24wpo eival Slayvwaotkn s vOoou O€ oUPNTW-
paukous aoBeveis. Xe aocupntwpatukous acBeveis, av
akdpn n avupponiotkh Agitoupyia tou NNATos €ival
kadn, o xadkos twv oUpwv PNopel va gival puaolo-
Aoyikos [50], y) Xadkos afyatos: O xaikés oto aija
pe Béon us ouvnBIoPEéves PETPNOEIS Eival PEIWPEVOS,
anAd n e€étaon auth dev éxel NPAKUKO XAPaAKTNPA
yia tn &idyvwon wns vooou, eneibh n peiwon ogei-
Aetal otn peiwpévn ogpoufoniacpivn [50]. Znpacia
€x€l 0 NPOCdIOPIoUOS TV eNNEdwv Tou elelBepou
xafkoU oto aipa, ta onofa eival au&npéva kar étav
n au&non unepPei 1o 6plo twv 25ug/Dl, Bewpeital
diayvwoukod eupnpa ths vooou. Mpakukd ta enineda
tou eNelBepou xankoU oto aipa dev Xxpnoiyonolou-
vtal, yiati undpxouv peBodonoyikd npoPAnpata otov
npoadiopioud tous [50], 4) Xankds Anatos: n aunon
10U xankoU Tou nNnatkoU napeyxupatos, o eninedo 5
Qopés navw and to euolonoyikd Bétel v didyvwon
og adIeUKPIVIOTES NEPINTWOEIS [46].

Anfes epyaotnpiakés egetdoels: Evoeitels nmatkns
duoneitoupyias kal aigoAUTKAS avaipias Pe apvnukn
Coombs napatnpouvtal ous e€etdoels aipatos. Yndp-
X€l Nepintwon o€ aoBevels pe veuponoyikés ekdnnw-
o€ls, ol €E€TA0EIS QUTES va gival QUOIONOYIKES [46].

Eupnuata otin MRI eykepdnou: MabBonoyikd euph-
pata napatnpouvial og neploodtepous and 1 90%
Twv aoBeviv pe veuponoyikd CUPNTOPATA Kal 010
20% wwv aoupntwpatk®dv [51].01 nio ouxvés PAARES
evtoniCovtal ota Baoikd yayynia (kEAUPOS, KEPKOPO-
pos nupnvas), oto BaAapo, tn yépupa, T0 PECEYKE-
@ano kal xapakmnpifovial and ungpnukvN ePeavion
otwnv T2 akodouBia. H xapaknpiotkh €ikéva yia
vooo tou Wilson «to npdowno tou yiyaviou navia»
oT0 PeoeykePano, napatnpeital pévo oto 14.3% twv
aoBevdv [46].2uxves gival ol anopuegAivwtkoU -
nou BAdRes otnv yépupa. Monnés and us PAapes
unoxwpouv pe tn Bepaneia. Ooes avuotoixolv o€
un avaotpéyipes annoihaoels napapévouy napd my
kAvikn BeAtiwon [46, 47, 50].

H &i1dyvwon tns vooou tou Wilson tiBetal pe Baon
10 KAVIKA Kal T Epyactnplakd euphpata. Anapaitnta
yia t didyvwon tou aoBevih pe veupofoyikh onpel-
ofoyia eivar: peiwpévn ogpoudoniacpivn oto aiya,
augnon tou xafkoU ota oUpa, daktinios Kayser-
Fleischer. Xe apgifofes nepintaoels KaBms yia thv
QViXVEUON ACUUNTWHATKWOY OUYYEVV O YEVEUKOS
¢neyxos oupPannel onpavukd. Enionpes kateuBu-
vihples odnyies npoteivouv ws diayvwaotkd 0dnyod ta
KpIthpia Leipzig, MOU EVOWUATMVOUV OE AEITOUPYIKO
oUvodo ta Bacikd xapakiNpIouKkd s vooou [47,
52, 53].
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Oepaneia: H Bepaneia tns véoou tou Wilson Ba-
ofCetal eite og okeudopata Nou oxnuati{ouv xnNAIKES
EVIOEIS e To xankd Kal MPodyouv TNV anéKKpion
Tou and ta oUpa (D-nevikindapivn, tpievtivn), €ite o€
OKeudouata Nou anotpENOoUV TNy anopped@Non Tou
xankoU ané 1o éviepo (Peuddpyupos). H Bepaneutikh
napéuPaon nepifapPaver pia apxikn ofeia Bepaneia
anopdkpuvons tou xaAkoU Kal étav Peftwbouv ta
OUPNTMATA KAl T EPYActnpIakd EUpnpata, akonou-
Bei n g’ dpou (wns Bepaneia Slathpnans. ZUvonukd
N QVUUETWONIoN €xel ws €ENS: ) Aoupntwuatikol aobe-
vels: Xophynon povo weudapyUpou (zinc acetate tabl.
150mg npepnoiws). Ze nepintwon nou dev anavinoel
0 00Bevhs Kal EPPavIoToUV CUPNTMPATA NPooBEtoupe
xnAikN évawon pad h xwpis yeuddpyupo, B) AcBeveis
ue nnaukh BAGPn: xnAikoi napdyovies kail weudbapyu-
pos, ) AcBeveis pe veupooyikh onyeionoyia: xnAikof
napdyovies Kal evoexouévws Yeuddpyupos [50, 53].
Eival onpavuko va éxoupe undyn tov kivouvo enidei-
vwons tou acBevin pe v évapén s Bepaneias pe
xnAikd napdyovia nou NapatnEEital o€ oNUavukd
nooootd aoBeviv Adyw toIkNs dpdons tou eAeUBe-
pou xankoU,0 onoios KIVNTOMOIEtal Ye T0 pAPHaKO.
Ma 1o Adyo autd cuviotdtal Evapén aywyns pe PIkph
66on kar otadiakn avénon [47, 50].

Noinés Bepansutkes Suvatdntes: a) TuPNtwpat-
KA avupetonion. Le pepikous aobeveis, 101aitepa o€
autous nou dev undpxel Pentiwon s veuponoyikhs
oupntwpatodoyias, N cupnwpaukn Bepaneia pnopei
va enipépel Betiwon. AvdAoya pE Ta cUPNIOUATa
xopnyouvtal AgBoviéna, BakAogaivn, avuxodivep-
yIKd, veupoAnnukd, avueniAnnukd Kal evéoels an-
Aavukns to€ivns yia eotuakh duotovia, B) Metapod-
oxeuon nhnatos. OpBotonikn PYetapdoxeuon ANATOS
npayuatonoieital oe aoBevels, nou epaviouy oteia
nnaukh avendpkela h pn avupponoupevn Kippwaon.
H emiBiwon €ival Ikavonoinukh Kal gival kaAutepn
yla tous aoBeveis pe xpdvia nnNatkn vodoo, napd yia
autoUs pe ofgia nnaukn BAGPn [46, 47, 50]. Mepikof
npoteivouv petapdoxeuon hnatos o€ Bapid veupono-
yIKAh KAIVIKA €IK6va, nou dev anavid oty aywyn pe
xnAikoUs napdyovies, anid autd Gev sival anodektd
and us enionues kateuBuvthples odnyies [53, 54], v)
Fovibiakh Bepaneia. Le neipapatko eninedo yivoval
npoondBeies yia napéuPacn oto nabonoyikd yovi-
610 ATP7B e okonod mn d16pbwon tns PAGPNs, e
evBappuvukés evoeiers, aAnd akdpun n epappoyn
otov dvBpwno Bewpeital npdwpn [55].

Na Aentopeph avanuon tns Bepaneias s vooou
tou Wilson o avayvaotns unopsi va avatpétel oe
avanoyn dnpooicuon pas oto neplodiké Neupooyia,
2018,27:18-20.

2. N6éoos tou Menkes

H véoos Menkes €ival pia puiooUvdetn yeveu-
kA Glatapaxn tou petaponiopou tou xankou, Adyw

petdnnagns nou evtonidetal oto yovidio ATP7A oto
xpwpodowpa Xg12-g13.2e avtiBeon pe tn vooo toU
Wilson o xankos €ival peiwpévos oto aipa, guoiofo-
yIk6s ota oUpa kal n oepoufondacpuivn opou &ival
puolooyikn. XNV UNIKA s Jopeh xapakinpiletal
and évapén otn Bpeikh nAikia pe eniAnyia, unoto-
via, xadapodeppia, xapaktnpiotkn affoiwon twv
padfiov (kinky hair), okedgukés BAaPRes k.4. Ztov
eyképano petatu dndwv napatnpouvtal BAGRes kal
ota Baoikd yayynia. H eniBiwon, xwpis aywyhn onavia
Eenepvd ta 2-3 xpovia [46]. 1o 5-10% twv Nacxoviwy
ol petannageis ato yovidio ATP7A, ekdbnAdvovtal pe
NNIGTEPA CUPNTMUATA Kal N enifiwon €ival pakpo-
Xpovn. £e auth TNV KATNyopia avagEépovial nepiota-
UKé Pe apeotepdnisupn onacukodtntd, ductovia Kal
napeyke@anidikn atagia [56, 57]. Bepaneutkd npo-
teivetal neplodikh evboPiéPia xopnynon cupnidkou
xankouU-loubivns, nou éxel kand anotenéoparta, av
apxioel vwpis. AucTux®s N aywyh auth Sev pnopei
va xopnynBei pakpoxpovia Adyw KivOUvou veppikns
BAaRns [46, 56].

Il. AIATAPAXH TOY METABOAIZMOY
TOY MAITANIOY

To payyavio gival anapaitnto IXVOoToIXElo yia Tov
opyaviopd yiat Aetoupyei ws cuvév{UUO Yia apketd
onpavukd évlupa [58]. H augnuévn ouykévipwon tou
gayyaviou oto owpa gival To€IkN yia 1oV eykéPano,
HE XapakINPIoukd Napadelypa 1o «uayyaviopd», dn-
Aadh v enayyeAPaTtKA vOOOo TWV EPYATWV OPUXEI-
WV payyaviou kal AARWY EpYACIaK®Y XMWY, 6Nou
xpnaolponolgital 1o payydvio, nou xapaknpiletar and
ATUNO NAPKIVOOVIOUO XWpIs IKavVOonoINTKA andvinon
otn AePovtdna, padi pe duotovia kal Yuxikés diata-
paxés [59]. Exel onpacia va avapepBolv buo ondvia
KANPOVOUIKA VOOhHATa e UNepUayyavaiyia, ensidn
pnopouv va Bepaneutoly, av diayvwotolv éykaipa.

1. Yneppayyavaipia pe Suotovia-1 (HMNDYT1).
Mpokeital yia kAnpovopikh petafoniki diatapaxn tou
payyaviou, mou KANPOVOWEITal PE TOV AUTOOWUIKS
unoneméuevo xapaktpa Kal opeinetal os petdnagn
oto yovidio SLC30A10 oto xpwudowpa 141 [60].
Xapakmnpiletal and peydnn avénon twv ennédwy tou
payyaviou otov opd, Kivntkés diatapaxés (duotovia,
napkivoovioués), noAukuttapaipia, nnaukh BAGRn,
nou o€ OpIopEveS NePINtoEls 0dnyei o kippwon. Ol
yvwoukés Aertoupyies dev ennpedlovtal. H véoos ap-
XiCel otnv naidikn kar epnPikh nAikia pe npoodeutkd
enideivoupeva SUOTOVIKG cupndPata. Xapakinpl-
ouKO €ival to duotoviko BAdiopa TUNoU «netevoU»,
pe KApWNn twv IoXiwv, Twv yovatwy Kal évtovn nen-
pauaia kapyn tou dkpou nodds, Nou avagpépetal
Kal o€ dropa pe enayyeApatkn ékBeon o€ payydvio
[23, 61]. Avagpépovtal 2 nepiotatkd pe KAvIKNA €l-
kéva napkivooviopoU Kal évap&n otnv evhnikn (wh
[61]. Ztnv MRI eykepadou napatnpeital evanéBeon
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payyaviou pe augnpévo T1 ohpa otnv wxpd ogpaipa
Kal AlyotePo oTo KEAUPOS Kal TOV KEPKOPOPO, EVMD O
Bdnapos dev ennpedletal. Au€npévo ohpa napatn-
peital enfons otn Aeukh ouaia, tnv napeykepanida
Kal 10 paxiaio thpa s yépupas. Eva xapakinpioukod
€Upnua eival n anoucia BA&RNs oto koiAiakd Tphua
s yépupas. Ztnv T2 akodoubia eppaviletar peiwpévo
onpa otnv wxpd opaipa. 1o aiya napatnpeital unep-
BoAikd peydAn aunon twv eninédwy Tou payyaviou
(katd péoo dpo dekanAddoia and ta guaoiofoyikd). H
Bepaneia tns véoou eivar 1I061a kar Baoietar otnv
anopdkpuvon Tou payyaviou pe pnviaia, evbopné-
Bia xophynon Calcium edetate de sodium (pdppako
|®ET), ye noAU kand anoteNéopata. Xuviotdtal enions
xophynon o1dnpou [61].

2. Yneppayyavaipia pe duotovia-2 (HMNDYT2).
Mpdkeital yia kAnpovopikh petafonikn diatapaxn tou
payyaviou, nou KANPOVOUEITAl YE TOV QUTOCWHIKO
unoneInépevo xapakmpa kal opeifetal og petdina-
€n oto yovibio SLC39A14 oto xpwudowpa 8p21.Ta
oupn®pata epeavidovtal and tov NPWIo XpOvo s
(wns pe kaBuotépnon twv otadiwy KIVNTKAS avantu-
&ns. Apyotepa gupaviovial yevikeupévn duatovia,
onaoukoNtd, oNPEia NapKIVooVIoUoU Kal MPOUNKIKAS
Slatapaxns. Or acBeveis xdvouv v ikavotnta Badions
P€oa atov NpTo Xpdvo tns {wns. Asv avapépetal no-
Aukuttapaiyia, oute nnaukn duoneitoupyia. inv MRI
eykepanou napawnpeital evandBeon payyaviou pe au-
Enpévo ohua otnv wxpd ogaipa kai us AAAes eykepa-
Aikés dopés nou npooPdnnovial otnv HMNDYT1 [62].
H Bepaneia enions otnpiletal otn pnviaia xophynon
Calcium edetate de sodium. ©a npénel va Ndpoupe
unoyn to yeyovos du ta anotenéopata tns Bepaneias
eival kadutepa, 600 vwpitepa apxioel n Bepaneia.
Eival autovénto 6t ota npoxwpnpéva otddia éxouv
hon yivel otov eyképano avenavopBuwres BAAPREs kal
10 Bepaneutikd 6@eNos eival pikpotepo [61, 62].

lll. AIATAPAXH TOY METABOAIZMOY
TOY ZIAHPOY

O oibnpos anotenei Baoikd ctoixeio anapaitnto yia
NV Napaywyn evepyeias, yia tnv pueivwon kKal twv
petaponiopd twv pwaoponimbiwy kal tn ouvBeon veu-
podiaBiBactiv. O 6pos NeupoekpUnion Pe CUOOM-
peucn aibhpou otov eyképano (Neurodegeneration
with brain iron accumulation — NBIA) nepidapBavel
pia peydnn opdda etepoyevv veupodoyikwy diata-
paxv Nou xapaktnpidovtal and v CUCCWPEUCN
016npou o€ OIGPOoPES NEPIOXES TOU eykePAnou (nou
aneikovietal otnv MRI eykepdou). Anoé us nabnoels
autés duo ogeinovtal og dlatapaxn NPWIEVWOY Nou
ouvdéovtal apeaa pe tov petaBonioud tou aidhpou: n
kAnpovopIkh geppruvondBeia kal n acepouniacpival-
pia [63]. O1 dnnfes Neupoekpunioels pe cCUCCMPEUON
oidhpou otov eyképano (PKAN, PLAN, FAHN, Kufor-
Rakeb, MPAN k.An.) npokanouvtal and yetannagels
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o€ yovibla nou dev epnniékovial ueca oty petapo-
Aikn 066 tou a1bhpou kal ogpeifovtal o€ dANa aita
(n.x. diatapaxn petaBoniopol knpapibiwv/ewaopw-
Aimdiwv, Aucoowpikés diatapaxés, K.Am.).

1. Neupo@eppiruvondaOsia. H Neupogeppiuvond-
Beia (h kAnpovopikh peppruvondBeia) eivar pia ondvia
YEVETUKA vOOOS NOU KANPOVOUEITAI UE TOV AUTOOWHIKS
EMIKPATOUVTIa XapaKthpa kal npokanel tnv naBondoyikn
evanodBeon o16npou o€ SIAPOPES NEPIOXES TOU EYKEPA-
Aou (16iws ota Baoikd yayyia), Adyw eAaTtwuatikns
Aertoupyias tou yovidiou s eAappids aduaibas tns
eepprtvns 1 (FTL1) [64].Ta cupntopata epgavidovial
ouvhBws tnv 3" pe 5" dekaetia ts (whs Kal nepiAap-
Bavouv kivnukés diatapaxés dnws duotovia (80%),
16iws ota kdtw akpa, xopeia (70%), otepeotunies Kal
onaviotepa napkivooviopd (10%) [63, 64]. Xapakin-
pIotuké kAvIKG eUpnpa PNopEi va gival n otopatoyva-
Bikn duaotovia (65%) pe dheEn yAdooas (cupntwua
nou poladel pe tnv xopeia-veupoakavBokuttdpwaon)
[63, 64]. Xe nio npoxwpnuévo atddia epgavidovial
eNINA€oV VONTIKES Kal Puxiatplkés diatapaxes [65].
Ano tov epyaotnplaké éAeyxo, dianiotvovtal xaunAd
enineda ns QepPITivns TOU 0poU EVMD AMNEIKOVIOTKA
n MRI eykepdnou, péow twv akodouBimv T2* kal
SWI, avabeikviel evanoBéceis o1dbnpou ota Baoikd
yayyaia (kupiws otnv wxpd ogaipa kal oto kéAu-
(Os) 01 apxik@ otédia tns vooou Kal apyotepa otov
@NoI6 ToU eykePANou, otov 0dovIwtd Nuphva Kal
oty pénaiva ouaia. H opioukh didyvwon yivetal pe
yeveuko €neyxo.O1 Bepaneies nou xpnaoiponolhBnkav
yla TV Tpononoinon twv evanoBéoswy tou aidhpou
ntav avenitxels [63, 65]. O ocupntwpatkés Bepaneies
(6nws yia tnv ductovia avuxonivepyikd, Bevodialeni-
VES, puoxanapwukd, evéoels adfavukns togivns, yia
oV NapKivooviopd Aefovidna Kar yia tnv xopeia Kal
10 uks couAnipidn kar teypaPevadvn) gixav noikiAn
anotedeopaukdinta [63,65].

2. AogpoudonAdaopivaipia. H Acepounonna-
ouivalpia gival enions pia ondavia yeveukh vooos
KANPOVOUOUUEVN PE TOV AUTOOWUIKG Unoneinduevo
xapakthpa. H oepoudondacpivn gival pia npwteivn
tou nAdopatos nou naiel ocnpavukd poéno otn peta-
Popd tou xankou annd kar otnv eicodo tou c1dnpou
ota kUttapa. H efattwpatkh Asitoupyia tns pnopef
va obnyhoel oe au€npévn evanéBeon c1dhpou oe
onpavukd 6pyava (6nws o eyképanos, 1o nnap, 1o
naykpeas, n kapdid K.4.) kabws kal og diatapaxn s
oualofoyikns aigonoinans [66]. H nAikia eygavions
WV oupntwpdtwy gival cuvhBws ta 40-60 xpovia.
O1 KUples kAIvIKES ekdNAmoels nepiNapBavouy éva
€UPU QAoUA KIVNTKWY dlatapaxwyv onws tpoépo, du-
otovia (BAepapOdoNACHOoS, NMPOCWMNOU, AUXEVIKN),
xopegia, napkivooviopd kabms kal ekdnAwaoels and
v napesykepanida (ataia, ducapBpia) N vontkn
diatapaxn [63, 67]. Eninpdobeta, cuxvh €ival n -
@avion oakxapmdous diapntn (cuvnBws Ivoounivoe-
Eaptwpevou), avaipias kal apgiBAnotposidbondBeias.
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Ta ouvnBn gpyactnplakd euphpata gival vVopuodxpwun
HIKpOKUTIapIKA avalyia, eNattwpévn ogpouniacpivn
NAAoPATOS KAl AUENPEVES TIPES PePPITiVNS e XaunAo
Kopeopo pavopeppivns [67]. H MRI eykepanou péow
twv akoAouBicv T2* kal SWI avadelkviel evanobéaoels
o16npou ota Paacikd yayynia, otov odoviwtd nuphva
s napeykeanidas kar otov BdAapo. H Bepaneia
otnpiletal otnv xopnynon XnAIKWV Napayoviwy Tou
01bhpou, Nou okonod €xouv thv anopdkpuvon Tou
nnieovélovtos a1dnpou, xwpis duws va Bonbda 1diai-
€A OTNV AVUPETDNION Twv VeupoAoyIKwv ekdnAm-
oswv. EvBappuvukd anoteleopata, og HEHOVWUEVES
OpWs NepIntwoels, é6€1Eav n xopnynon weubapyupou,
tetpakukAiviov kaBws kal n xophynon avBpnivns
ogpounonfacpivns [67].

3. Aiyoxpwpdtwon. H aipoxpwudtwon eival diata-
paxn tou petafoniopoUu Tou aldNPOU NoU €xel ws ano-
AEoUa TN CUCOWPEUON Kal evandBeon Tou o€ dpyava
6nws 1o hnap, 1o naykpeas, n kapdid, ol apBpwoEls
Kal n unéeuon. Mnopei va ogeifetal oe yeveukd aita
(kAnpovopikn 1 1dlonabns) h va eival anoténeopa an-
Aou unokeiyevou artiou (beuteponabns) [68].

H kAnpovopIkA alpgoxpwpdtwaon KAnpovopeital pe
TOV AUTOOWHIKG UNoAEINOPEVO Xxapaktpa Kal avano-
ya pE 1o yoviblo nou epnnéketal unopei va tagivounBei
o€ 800 katnyopies: cuoxeuldpevn pe 1o yovidio HFE
Kal un ouoxeuldpevn e to yovidio {69]. Ztnv npwn
nepintwon ol yetannagels C282Y kal H63D tou yo-
vibiou HFE cuvavidvial oto 87% twv NEPINTOEWY
ev otn 6eltepn ouxvotepes ival ol HIV, HAMP, FPN
kal TfR2 petannagers [66]. Ta cupntuata tns vooou
epeavidovtal cuvhBws otn péon nAikia kal apxikd
eival pn €16iké nepifapavovias kdnwaon, apBpanyies
kal koidiakd afyos. Ev cuvexeia, pnopel va eugavi-
otoUlv ol Baacikés eninAokés anod ta dpyava otoxos,
onws gival n Kippwon ANAtos, 10 NMATOKUTIAPIKO
Kapkivwpa, o oakxapwdns S1aBAtns, n cuppopnukh
kapbiakh avendpkeia Kal appubuies, ol apBpiubes, o
unoyovadiopds kal n kagpeoegldns xpwon tou 6épua-
105 [66]. O1 veuponoyikés ekONAWOEIS gival onavies.
Qotdo0, €xouv neplypagei aoBbeveis pe KANPOVOUIKN
algoXpwpATtwaon Kal napoucia Kivnuk@yv diatapa-
XV (napkivooviopds, xopeia, 1pdpos, duactovia) [70].
EninAgov, €xel avapepBei n mBavdtnta aunpévou
KivbUvou gugdvions noduveupondBeias o autous
tous aoBeveis [71].

H &idyvwon wns aigoxpwpdtwons Bacidetal ou-
vhBws otnv eUpeon AUENUEVWY TIHWY TNS PEPPITIVNS
kal c1bhpou otov opd KaBs kal Tou KopeopoU NS
PavopePPIVNS, eV N oploTKA didyvwon yivetal e
yeveuko éneyxo. H pnePotopia Bewpeital n povadikn
anobebelyuéva anoteNeopaukn Bepansia yia tn cuo-
owpeuon albhpou atov opyaviopod [66].
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MEPIXTATIKO AZOENOYZ

AoBevhs niikias 17 €wwv napouociace augnon
pavoapivacwy, napdtaon tou INR kar avaiyia, nou
dianiotwbnkav og epyactnpiakd €Agyxo yia OlEpeU-
VNON €UPUNVOPPUCIaK@VY SIatapaxwy. XopnyhBnke

oppovikh Bepaneia yia anokatdotaon s UPnVoU
pUoews Kkal ey éyive Nepaltépw diEpeUivnon s NNat-
Khs Aeitoupyias. TpEls PAVES IETE NOPOUCIaoE CUPNE-
PIPOPIKES BIATAPAXES E AVUKOIVWVIKA CUHNEPIPOPA,
blatapaxn Npoooxns kal Unvou. TpeEls Yhves apyotepa
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Algtapaxés Kivnukotntas oe petaBonikés diatapaxés

Eikova 1.

EMNBEIVMBNKAV OF CUUMNEPIPOPIKES DIATAPAXES KAl MPO-
otéBnke veuponoyikn onpelonoyia pe tpdpo Kal du-
oxépela Badions. MpokeIPévou va avUPEIWNIoTOUV Td
WUXIATPIKA cUpNTdpata xopnynBnkav veupoAnnukd,
avukataBAinukd kar Bevodialenives. H katdotaon tns
aoBevous, kKupiws ota nAaioia s Kivnons, CUVEXIOE
va €NIGEIVAOVETAl Kl 3 PAVES PETA €XA0E TV IKavdTtntd
Badions kal napouciaoe duokodia otnv opiAia Kal
n ofuon. EionxBn apxikd og yuxiatpikn KAVIKA yia
bigpevivnon niBavhs avtibpaons petatponns. Me
ouvbpoph veuponoyou unePAnBn oe MRI, n onoia
aVEDEIEE OUUPETPIKES, AUPOTEPONAEUPES, uYnAoU
onpatos BAGREs otov KEPKOPOPO Kal 10 PpAKOEION
nuphva otnv T2 kai FLAIR akoAouBia, padi pe eoties
upnAoU ohpatos otous Bandpous, 1o peoeyképano
Kal TN YEQUPA. XNV wxpd opaipa napatnphinke
augnon tou ochpatos otnv T1 akodouBia. H kAvikA

eIkdva kal ta euphpata s MRI Atav Unonta yia vooo
tou Wilson kai o nepaitépw éReyxos, nou €0€IEe xa-
unno eninebo ogpoufondacpivns oto afpa (12mg/
dL), au€npévo eninebo xankoU ota oUpa 24wpPou
(195 pg/24h), daktunio Kayser-Fleisher, nnatkés
diatapaxés kippwukoU tnou, enifeBaiwoav in bI-
dyvwon tns véoou Wilson. H acBevhs tn ocuyun tns
diayvwons napouoiale Bapid yevikeupévn duotovia
ME PHOVIUN NOPAPOPPWOoN TOU NPOCMNOU, TOU KopuoU
kal dkpwv (eikéva 1), nAnpn aduvapia opiAias Kal
ofuons. YnoPAnBnke og aywyn pe tpievtivn, d106pI-
K6 ofIk6 WeudAPYUPO KAl CUPNMTWHATKA aywyn yia
i duotovia (avuxonivepyikd kal Bevlobialenives). H
katdotaon s otaBeponoiNBnke apxika kal Katdniv
BeAuwOnke, aAnd n acBevihs ohpepa, 2 xpdvid PETd
n 61dyvwon Ogv avéKINoe akdpNn th duvatdtnta ave-
EGptnns kivnons.
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