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MNepiAinyn

H vdoos Fabry eivar pyia noAucuotnpaukh vécos nou kAnpovopeital pe puAocUVOETO XapaKPa Kal avAKEl
ous oplyyonimidwoelis nou anotefolv uno-opdda twv aBpoIcUKWOY AUCOCWHIAKMY VOONPATWY. XapaKin-
piCetal and odikh 1 pepIkn avendpkela tou ev{Upou a-yanaktoolddon A (a-Gal A) kal paivotunikh etepoyé-
vela, pe Slapopeukn niikia évapéns, Baputnta kai AavBdvovia xpdvo didyvwons avaipeoa otous aobevers.
O1 kUples kAVIKES ekdNADOEIS apopouv: 1. T0 NEPIPEPIKO VEUPIKS cuatnpa (veuponaBntkd dniyos — enddu-
vn veupondBeia, 1atapaxés autovOHoU VEUPIKOU cucothpatos, diatapaxes aviinnyns Beppou-yuxpou, ago-
vikh nofuveupondBeia, ouvdpopo Kapniaiou cwAhva), 2. To KEVIPIKO VEUPIKG cUotnpa (ayyeiakd eykepani-
KG eneioddia - AEE, katdBAiypn, emAnnukés kpioeis), 3. 10 kapdiayyeiakd ouotnua (e npoofoin tou puo-
kapdiou, Tou oucthpatos aywyns kai twv Badfidwv), 4. ta ouponoinukd cuotnua (AEukwuatoupia Kal ve-
QpPIKN avendpkela), 5. 1o cuotnpa v aioBntnpiwy opydwv Pe I cuppetoxh twv oeBadumy (Bodgpdtnta
KepatoeibouUs, ektacia ayyeiwv ou apgiBAnatposidous, unokdyios Katappdkins), 6. 10 &éppa (ayyelokepa-
wpata, tefeayyelektaoies, Aggpoibnua) kal 7. ta dta (veupoaioBntnpiakh €KNtwon tns akouotikns ogutn-
tas, epPoss, ifyyos). H didyvwon pnopei va kabuotephoel akopun Kal éws 20 €, agpevos Ndyw s onavio-
ntas s aoBeveias kal agetépou Adyw twv AavBaopévwv diayvdogwy otnv naidikh nAikia. Ztous nuiuy-
tes avdpes (napouoia petaAnagns tou yovibiou GLA oto povadiké X xpwpdowpa twv avdpwv) n PEPNon
s dpaotnpidtntas s a-Gal A otov opd h ota nepipepikd Agukd aipoodaipia givalr naBoyvwpovikn yia
di1Gyvwon s vooou, anid ous yuvaikes etepolUyMTES UNOXPEeWTIKA npénel yivetal éneyxos DNA npokeipé-
vou va kaBopioBei n naBoyodvos petdAnatn. H aneikévion tou eyke@anikoU NapeyxUPaATos YeE HayvnuKh To-
Hoypapia eykepdnou pnopei enions va BonBnaoel otn didyvwon Adyw Twv XapaKINPICTKMY VEUPOAMEIKOVI-
OUKWV gupnpétwy (onpeio tou «npookepanaiou» ous akofouBies T1), evid N payvnukn ayysioypapia yno-
pel va avadei&el donixoektaoia kal opIogldels oxnuatiopoUs Twv ayyeiwy Tou eykeQAnou (KUpiws Tou ornov-
dunofaocikoy ouothpatos) pe peyann euaioBnoia. To npoaddkiyo enifiwons npiv v epapuoyn s eviu-
Hikhs Bepaneias unokatdotaons (EBY) kal tnv petapdoxeuon veppou htav 41-50 €. Or SiaBgoipes EOY
¢aivovtal va gival aopadeis kal va kaBuotepolv us kapdioAoyikés ekdnAoels, va BeATMVOUV TN VEPPIKN
Aertoupyia, us deppatikés BAGRES kal T CUPNTMPATA NS NEPIPEPIKNS vEUpondBeias. TéAos, napdio nou n
anoteNeopaukoTNTa s EBY Sev éxel tekunpiwBel oty npdAnyn twv AEE, n EOY kaBuotepei h npofapBd-
VEl TS KAPOIaKES Kal VEPPIKES €NINAOKES Tns véoou, nou anotelolv aveEdptntous Napdyovies KIvOUVOU k-
dnAwons npwrtogp@avilopevou N unotponialovios AEE. Katd cuvéneia n xopnynon EBY cuviotdtal otous
acBevels pe vooo Fabry kal AEE ota niaicia deutepoyevous npdAnyYns.

Né€eis eupetnpiou: vooos Fabry, véoos Anderson Fabry, evlupikh Bepaneia unokatdotaons, veuponoyikés nabnoeis

Neurological manifestations of Fabry Disease
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Abstract

Fabry disease is a multisystem disorder that belongs to lysosomal storage diseases, and is inherited in an
X-linked manner. It is characterized by total or partial deficiency of the enzyme alpha-galactosidase A (a-Gal
A), and phenotypic variability, with differences in the age of onset, severity or latency in the diagnosis
among patients. The main clinical manifestations include: 1. the peripheral nervous system (neuropathic
pain - painful neuropathy, autonomic nervous system disorders, decreased hot - cold sensation, axonal
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neuropathy, carpal tunnel syndrome), 2.the central nervous system (stroke, depression, seizures), 3.
cardiovascular system (disorders in the myocardium, conduction system and valves), 4. urinary system
(proteinuria and renal failure), 5.the eyes (cornea verticillata, retinal vessel tortuosity, cataract), 6.the skin
(angiokeratoma, telangiectasia,lymphedema ) and 7. the ear (sensorineural hearing impairment, tinnitus,
vertigo). The diagnosis may be delayed up to 20 years, partly due to the rarity of the disease and because
of other incorrect diagnoses during childhood. In hemizygotes males (presence of mutation in GLA gene of
the single X chromosome of male individuals) the activity of a-Gal A in serum or peripheral leukocytes can
reliably establish the diagnosis, but in women DNA testing is needed to detect the pathogenic mutation
associated with Fabry phenotype. Imaging of brain parenchyma by MRI may also assist in the diagnosis
("pulvinar sign” in T1 sequences), while magnetic brain angiography can identify dolichoectasia and
serpentine formations in the vertebrobasilar system. Life expectancy before enzyme replacement therapy
(ERT) and kidney transplantation was 41-50 years. The available authorised ERTs appear to be safe and
have been shown to reduce cardiological manifestations, improve renal function, hearing loss, skin lesions
and symptoms of peripheral neuropathy. Finally, although the ERTs have no established efficacy in primary
stroke prevention, they delay or prevent cardiac and renal complications that are independent risk factors
for first-ever and recurrent cerebrovascular events. Consequently, they are currently recommended in the

treatment of Fabry patients with TIA or cerebral infarction in terms of secondary stroke prevention.
Key words: Fabry disease, Anderson Fabry disease, enzyme replacement therapy

A. EIZATQIH

H vooos Fabry (vooos Anderson-Fabry), yvwoth kai
s BIGXUTO aYYEIOKEPATWUA OMPATOS, AVAKEI TNV Ka-
Nyopia twv KANPOVOUIKMY PETAROAIKDY VOOWV Nou
eivar yvwotés ws abpolotkd Aucoowpiakd voohpa-
10."? Ta voohpata autd xapaktnpidovial anod YevETKO
éAneippa twv evlUPwy -ouVhBws Twv OEEIKWDY UdPO-
Aaodv- nou sival anapaitnta yia v anodéunon €i-
bikav yAukooidIKwy h nenudikyv Geouy ota evdo-
kuttaponiaopatkd AUucoowata, Je anotédeopa tn
BI6YKWOoN TwV KUTIIpwV Kal tnv enakdioubn kata-
otpo@n tous.’? O tnos tns ev(UUIKNS AveENAPKEIQs
KOl TV OUCOWPEUPEVWY PETABOAITOV Uas NTPEnel
va diakpivoupe us dIAQopPES Katnyopies twv abpol-
OUKWV AUCOCWHIAKWY VOOHATwWV':

1.00yyoAimdwaosls,

2.Knpoeideis NINOPOUCKIVATEIS,

3. yAUKONPWTEIVMDOEIS,

4. BAevoninidwaoels,

5.BAevvononucakxapidwaosls.

H vooos Fabry eival pia noAucuotnuatkn vooos
nou avnkel ats aplyyoRinidmaEels, o onofes anoteAouy
Kal T0 peyanUtepo pEPOS Twv aBpoIoTKWY NUCOCWI-
aK®V voonpdatwy, kal kAnpovopeital pe puiooUvOETo
Xapaktpa. Xapakinpiletal and odikh N pepIkn ave-
ndpkeia ou ev{Uuou a-yadaktooldbdon A (a-Gal A),
nou kwoikonoleital and to yovidio GLA to onoio Bpi-
OKETaI 010 PJakpU okEAOS Tou XpwHPOoowHaTos X. Ano-
ieopa s petdniagns oto yovidio GLA €ival n ouo-
owpeuon oplyyonimdiwv (globotriaosylceramide Gb3)
ota Aucoompata NoAAMY I0TMV Kal opyavwy (Nepipe-
PIKO Kal KEVIPpIKO VEUPIKO ouotnpa, 6épua, opBanpof,
kapdid, veppos), npokanwvias duoetoupyia autmv
pe didpopous naboguaionoyikoUs punxaviopous. '3

‘Exouv neplypagei >400 petanfagels oto €wvia tou
yovibiou GLA, ol onoies ouxvd epgaviovial uévo ot
gia oikoyévela. H napoucia peydiou apiBuou dia-
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popetkwy petaAfagewy ouoxetiCetal Ye tous noAna-
nAoUs gaivotunous s vooou, tn Slagopetkn nil-
Kia évap&ns, tn Baputnta, tnv kKaBuoteEpAPEVN Ka-
Bws kar tn AavBaopévn ouxvd didyvwaon ts véoou.>®

‘Eto1 evad n enintwon s naykoopiws avagépetal and

1:40.000 - 1:117.000, tenikd pnopei va eival otnv
npaygaukotnta peyanutepn.®

H coPBapdtnta tns vdoou oxetiCetal e Tty unonely-
paukn evlupikn 6paotnpiétnta s a-Gal A. O kAao-
olkés palvotunos xapakinpiletar and nAnpn anmAeia
s ev{UIKNS SpaotnpIdTNTas Kal eugavidetal petatyu
twv avépmV nou eépouv v petdnfa&én oto pova-
b1kd tous X xpwpdowpa (npiduywtes). Eva onpavu-
K& Nooootd e1epdlUYWV YUVAIKWDVY (popeis) avantio-
OOouV €nions cuPnNtPata og nio owipyn nAikia.”® H
BapUtnta twv CUPNTWPATWY AUty gival peyandte-
pn otous Avopes o UYKPION PE TS YUVAIKES €1EQO-
Quyrtes. O punxaviopds adpavornoinons 1ou Xpwpo-
owpatos X (6nou kdnola KUttapa ekppadouy 10 Qu-
olonoyiké addnAio tou GLA evd édina to petannay-
pévo) mBavonoyeital 6u ouoxetiCetal pe tnv ekdNNw-
oNn NMIGTEPOU PAIVOTUMNOU OE OPIOPEVES YUVAIKES PO-
pEels, evid apKetol epeuvntes unootnpifouv Ot n KAvI-
KA petapAntétnta Petagl twv yuvaik®v neavas va
opeinetal kal o€ dAnous yeveukoUus N nepiBaniovu-
KouUs napdyovies.®

O1 kUples KAIVIKES ekONAWOEIS apopoUv TNy Kap-
614, ta veppd, tous opBanuoUs, T MTA Kal T0 VEU-
pIk6 cUotnpa (Mivakas 1). H npoiotoa npocofonn
WV VEQP®V, 0dnyel oe Acukwpatoupia Kal VEPPIKA
avendapkela, eva ta kapdioAoyikd karl ayyeiakd oup-
Bduata nou tonoBetolvtal petd v nAikia twv 20
€1V Npoaodidouv otn véoo auEnuévn voonpdinta
Kal Bvntétnta.

Aedopévns tns diaBeoipdTnTas s Bepaneias ev-
(upikhs unokatdotacns (ERT : enzyme replacement
therapy) pe avacuvbuaopévn a-yafaktooiddon A, n
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10 Mapia Xovopoyidvvn
Nivakas 1 N6éoos Fabry: ®uoikn €§€AiI§n twv oupntwpdtwyv tns vooou anod Siapopetikd
ouoctnpata opyavwv

Ewin
<10 e AkponapalioBnaies
e Afyos
10-15 e AyYEIOKEPATDUATA
e Aucibpwaoia (unoibpwoaia, avibpwaia kar unepidpwaoia)
e Oo@Banponoyikés diatapaxés, €161kd BoNepdTNTa KEPATOEISOUS PE Xa-
PAKTNPIOTKO AOTEPOEISES OXNpd
e Aldppoia, koidiakd anyos
20-30 e [lpwrteivoupia, Aimdoupia, Alpyatoupia
e Exntwon veppikns Agitoupyias
30-40 e Kapbiondbeia (uneptpopia Getias kal apiotepns koifias, dietpuvon
aplotepoU kéAnou, diatapaxés BanBidwv kal dlatapaxés aywyns)
40-50 e Ayyeiakd Eykepanikéd Eneiocdbio h napodikod loxalpikd Eneicddio
e ’Exntwon akons
MNivakas 2: Ek6bnAwoels vooou Fabry ané to veupiké cuotnpa kail ta aicdnthpia épyava
o MNep1pepiké Neupikd Zuotnpa: NMpoofoln AENTWV VEUPIKDV IVOV
1. Alatapaxés Autévopou NeupikoU Yuothpatos (d1atapaxés epidpwaons)
2. NeuponaBnukd dnyn
3. Alatapaxgs aviinyns BgppoU-yuxpou
J Kevipik6 Neupiké Zuotnpa: NMpoofofn eykepadikwv aptnpi®@v Kai aptnpiodiwv
1. Mapodikod loxaiuikd Eneioddio
2. loxaiuikd Ayyeiaké Eykepaniké Eneioodio (IAEE)
3. AoAixoektaoia eykepanikwy aptnpi®dy (onovbunofaaciké cUotnua ayyeiwv)
4. KatéBniyn
5. EKNTwon yvwouk®V 81atapaxmv
6. rndvies kAvikés ekdnAwoels: Aonntn pnviyyius, anopuedivotkn AsukosykepanondBeia
° AIZOHTHPIA OPTANA (O®BO6AAMOI, QTA & AEPMA)
1. BoAepdtnta kepaToeIdoUs PE XAPAKINPIOTIKS AOTEPOEIOES OXNUA
2. Extaoia ayyeiwv apeiBAnotpoeidbous
3. YnokAyios Katappakins
4. NeupoaioBntnpiakn €kNtwaon akouotkns o&utntas
5. 1Ayyos/Eppogs
6. Ayyelokepdtwpa
7. AePPOIdNUA KATW AGKpwV
onoia BeAudwver v noidtnta {wns kal kaBuotepei 1 B. KAINIKEZ EKAHAQEXEIX
avaotpéQel kanoles and us npoavapepbeioes BAGPES, Ta cupntwpata and 1o veupikd cuotnua gival ta nio
n vooos Fabry Ba npénel va oupnepifapBdvetal otn  ouxvd (apopouv 1o 80% twv acBevdv) Kal cuvoyilo-
diagopikn d1Ayvwon ouykekpipévwy veuponoyikay  vial otov Mivaka 2. H véoos Fabry npoofanel 16oo 1o
dlatapaxwy ONws 10 KPUMTOYEVES ayyelakd eykepa-  [Mepipepikd 6oo kal 1o Kevipikd Neupikd Xuotnpa®2e:
Aikd eneicddio (AEE), ol enduves veupondBeles kal
n noAdanAn okAnpuvon. I. MEPIOEPIKO NEYPIKO XYZTHMA
To apBpo autd éxel okond va neplypdayel 1o pdoua Neupona6bntiko diyos - Enwbéuvn veupondOesia
Twv veuponoylkwv diatapaxdv tns vooou Fabry, va Epgaviletal oto 77% twv aoBevv Kal xapaknpi-
ouvopdpel tov KAIVIKO 1aTpd otny avayvdpion Kai tny — gtal and npwiun évaptn otnv naibikh nAaikia. Zuvh-
gykaipn Sidyvwon autns tns vdoou Kal va ouvoyioel  Bws ekdnAwvovtal pe dianeinovia d1agipiotkd dayn
10 undpxovta Bepansutikd debopéva OXEUKA UE TS PE Xapakthpa kauoanyias, nou evtonidovial ous GKPES
veuponoyikés emnAokés tns vOoOoU. XEIPES Kal oToUs Akpous nodes, OIdpKelas and wPEes
O -1 Neupooyia 22: 5-2013, 8-22

ETAIPEIA L]



Neuporoyikés ekdnAwaoels véoou Fabry

M

€ws nNpépes (akponapaioBnaies). O novos duvartal va
ekAuBei A va au€nBei pe tn petafonn tns Bepuokpa-
ofas, tn puolkh 6paotnpidtnta, tnv acBévela kai 1o
yuxonoyiké otpes.'® “Exel xapakthpa aixpnpns BeAd-
vns kal pnopei va diayvwaoBei AavBaopéva oav okw-
Ankoeldiuda N koAIKOS VEPEOU, N akOPN Kal PEUUA-
UKo anyos.

To veuponaBnukd anyos epeavidetal Nio vwpis
otous Gvdpes (9-14 étwv) napd ous yuvaikes (16-20
ETMV) Kal ENATICVETAl PE TO Xpdvo. Onodte gival noAu
onpavuké ol aoBeveis va epwtnBoulv katd tn Anyn
IoTOpIKOU av gixav névous atnv naibikh N epnPIkn
nAikia. Mpokeital yia napdyovia nou PEIwVEl T Nol-
oétnta {wns, npokanei d1atapaxés cUPNEPIPOPAs Kal
8188eons pe ouvodod katdBAiyn, odnyei og eBioud oe
@ApuaKa, evd o acBevhs pnopei va grdoel akdua Kal
otnv autoktovia.

MaBoguaoionoyikd, agopd NPooBoin Twv HIKPMY
eppueiwv (Ad) kar apuenwy (C) VEUPIKWV IVQY, Ol
onoies ugiotavtar Sopikh BAARN (ota nAaioia ioxaiyi-
as TV IPOPOPOPWY ayyeiwv Twv veupwv) Adyw eva-
néBeons Gb3 otous veupd&oves, ta yayynia twv oni-
oBiwv pIdiv Kal ota TPoPOoPOPA ayyeia Twv VEUpwY
(vasa nervorum). Aol Yopiakof unxaviopoi agopouv

v unepékPpaon kal duonertoupyia twv 16viwy Nat,
nou npokandoUv euaioBntonoinon Kal unepeuepeBI-
oToTNTa TWV adyaiobnNUKWOV VEUPWDVWY. '?
Aiatapaxés autovoUoU VEUPIKOU OUOCTAUATOS
Apopoulv 10 93% twv avopwv Kal 10 25% twv yu-
VaIK@V Kal ouvdéovtal Je Ty npooPoin twv Aentmv
apuedwv (tnou C) kal epuvewy (Tunou B) vy tou
autdvopouU VeupIikoU cuothpatos (ANL). Xapakinpi-
Covtal and diatapaxés otnv napaywyn 16pmta, olé-
Aou kal 6akpuwy, kapdiakés appubpies kal duonel-
Toupyia yaotpeviepikoU ouoTthuatos. 2022
H unoidpwaoia eugaviletal oto 11,9% twv yuvai-
KWV Kal 6,4% twv avbpv. Ogeiletal o evandBeon
Gb3 (evbokuttdpia €ykneiota) otous ekKPIVEis 10pw-
tonoloUs adéves kal ta ayyeia tous, ol onoiol dPws
Siatnpouv guolofoyikh evelpwaon Kal dev PeIDVo-
vtal og apiBué. Xuvodeletal and diatapaxés napa-
ywyhs dakpUwv kal ol€Aou ki €Xel oav anoténeopa
10 naidid va napanoviouvial yia Kakn avoxn ts gu-
oikns dpaotnpidtntas kal ducavegia otn ¢otn.*2022
O1 yaotpeviepikés diatapaxés epgavidovial og nili-
Kies <15 €1V Kal apopouv 10 50% twv acBevav. Ta
Mnio Kolva oupntwpata givar 1o kolfiakd aiyos petd
10 Payntd kal n didppoia, opeiNdpevn o diatapa-

MNivakas 3: EmnoAacpés vooou Fabry os acBeveis pe AEE

MEAETH IXEAIAZMOXZ XQPA En/pos En/pos Yuvonikos
(N aoBevav) Avbpes lfuvaikes En/uos

Rolfs kal ouv 14 Mpoonukn fepuavia 4.9% 2.4% 3.9%
(721 aobeveis/
Kpuntoyevés IAEE)

Brouns kai ouv 34 Avadpopikn Bényio 0% 0% 0%
(103 aobeveis/
Kpuntoyeves IAEE)

Baptista kal ouv 2 Mpoonukn MopvAia 2.3% 2.5% 2.4%
(493 aoBeveis/AEE)

Brouns kai ouv 35 Mpoonukn Benyio 0.4% 0% 0.2%
(1000 aobeveis/
AEE)

Wozniac kai ouv 32 Avadpopikn. H.M.A. 0.2% Mn unof/ | Mn unorV/
(558 avdpes, AEE) pos gos

Sarikaya kal ouv 36 Mpoontkn EABetia 0% 0% 0%
(150 aoBeveis/
Kpuntoyeves IAEE)

Dubuc kai ouv 37 Mpoonukn Kavadas 1.8% 0% 1%
(100 acBeveis/
Kpuntoyevés IAEE)

Rolfs kal ouv 38 Mpoonukh 15 xpes 0.4% 0.8% 0.5%
(3291 aobeveis/
IAEE

N=apiBuds acbevav, AEE= ayyeikd eykepaniko neioddio, IAEE= ioxaiuikd AEE, Er/uos=eninonaouds, Mn unoi/uos= un

unonoyioiuos
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XN NS napacupnabnukns veUpwons Tou Naykpéa-
10s. Mnopei enions va unapxouv PETEWPIOPOS, vau-
Tia kal épetos. Kanoles penétes avapépouyv 6T Ta na-
pandvw ocupnwpata epgavidovial oto 60% twv Nal-
diwv <10 ey, evd dnnes neplypdgouv v Unap-
€n yaoTpeviepIKDY oUPNTWHATwy oto 18% twv aobe-
vV, Ténos, éxouv avapepbei peiwon tou kapdia-
KoU puBpuou, opBootaukn undtacn, duonvoia, &n-
po®Banpia, Enpootopia, kepananyia kal Ntwon tou
eninédou ouveidbnons o€ (eotés Beppokpaoies eCalti-
as s duonertoupyias tou ANX. ™3

Aiatapaxés avtilnyns OsppoU-wuxpou

Mio diatapaypévn ival n avidnyn tou Yuxpou ot
oUykplon pe v aviAnyn tou Beppoy, e€artias tns
M0 NPWIUNS KAl Mo eKtETapévns npoofoiis twv Ad
Ivov and us C. 22922 Enjons ol aoBeveis napouoidlouv
duoavegia otn (éotn kal oto KpUo.

Aéovikn noAduveupondBeia

AUvartal va epgaviotel og €6apos xpovias VEPPIKAS
avendpKeIas, s anotéNEopa tns VEPPIKAS NpooPBonns.

Zuvépopo kapmaiou owfnva

‘Exel aveupeBei peyanutepo nocootd npooPo-
Ans(~25%) og ouykpion pe tov puolonoyiké NAnBu-
oud kal oeinetal o evandBeon Gb3 otov kapniaio
ownnva, 2022

B. KENTPIKO NEYPIKO ZYITHMA (KNZX)

Ayyelakd eykeanikd eneioobia (AEE)

H v6oos éxel npoioloa KAIVIKA Nopeia Kal xapaktn-
piCetal and unotponidlovia AEE pe ouvodé cuoom-
PEUCN WIKPOIOXAIUIKDV eyKepanikdv BAaBwv pe thy
augnon s nAikias. >2%22 H pgon nAikia eppdvions

ayyelakwv diatapaxwv eivar 33-46 étn otous Avopes
kal ta 40-52 € ous yuvaikes.?2%22 H guxvOtNta K-
dnnwons AEE otous aoBeveis pe vooo Fabry gival nio
uynAn og olykpion e tov yevikd NnAnBuopd. H vooos
Fabry 6a npénel va ocupnepiAapPavetal otn Siagopikn
diayvwon véwv aoBevav (18-55 €tn) Ue KPUNTOYEVES
loxaipikd AEE (JAEE).22142022 g npénel wotdoo va
unoypaupioBei éu ta apxikd anotenéopata twv Rolfs
Kal ouvepyaty,'* nou avepepav ou 1 otous 20 ne-
pinou véous (18-55 €én) avdpes kal pia ous 40 vées
(18-55 €wn) yuvaikes pe kpuntoyevés IAEE énaoxav
ané véoo Fabry, dev eniBePaidBnkav oe petayeveéote-
pes peyanutepes Kal KaNUtepa oxedIaoUEVES UENETES
(Mivakas 3) ocUpPwva Pe Ta anoteNéopata Twv onoi-
wv N vooos Fabry anotefel ondvio aftuo ekdhAwons
Kpuntoyevous IAEE og aoBeveis <55 etv.

O1 niBavoi aiuonaBoyevetkoi pnxaviopoi ekdhAw-
oels IAEE og aoBeveis pe vooo Fabry neplypdgovral
otov [ivaka 4. Zuvonukd avagepetal OUu N CUveXns
ouoowpeuon tou Gb3 oto evbobnnio twv diautpal-
voviwv aptnplodiwv odnyel og otévwon kal anéepa-
&n twv pIkpwv ayyeiwv npokaddvias noAdanAd pi-
Kpoioxaiuikd AEE. 22922 ¥ ta peydna ayyeia, n evano-
Beon oplyyoninibiwy Bewpeital Gu anoduvauwvel 1o
ayyelaké toixwua, odnywvias o eKtacia Kal oglo-
€16€fs oxnuaTtopoUs Twv aptnNPIMY Tou KUKAoU Tou
Willis.®2%22 Eminniéov, ol kapdionoyikés Kal ol VEPPI-
Kés ennnokés tns vooou nepinauBdavouv kapdiakes
appuBpies (n.x. koAnikN pyapuapuyn), BanBidondabel-
€S, UNEPTPOPIKN puokapdiondBeia Kal avBektKn ap-
NPIaKN unéptacn, nou anotedouv aveEdptntous na-
pdyovies Kivduvou ekdbniwons AEE.

MNivakas 4: MaBo@uoiofoyikoi pnxaviopoi eykepanikns ioxaipgias otn vooo Fabry

1. AoAdixoektaoia evbokpavias aptnpias
c.  Aptnpioaptnpliakos egponiopods

o®IvykoNimidiwv oto ayyelakd toixwpda

3. Kapbioyevns euBoniopds

b.
C.  Yneptpo@ikn puokapdiondbeia
d.

a. Evepyonoinon aiponetadiwv

AppuByia : koAnikA pappapuyh (14%)

a.  OAikh 1 pepikn Bpopupwaon kUplou aptnplakol KAGdou
b. Aidtaon, napapdpewon kai andéepagn twv diatutpavéviwy aptnplodiwy

2. Mpoodeutikh andePaAtn Twv HIKPWY aptnpidy h dptnploidv ogpeiddpevn o evandBeon

a.  Avwpadies KIvnukétntas kKapdIakwy ToIXwUdtwy opeindueves o 1oxalpikn kapdlondbeia
BanBidondBeia (kupiws npéntwon pitposidbous BanPidas)

4. ‘Exkntwon Aetoupyias Tou autovopou VEUPIKOU CUCTNHIATOS
a. Ynéptaon
b. Ynétaon

5. MpoBpopPwuKES KATAOTATEIS

b. Evepyonoinon evboBnAiakwy napayéviwy

Neuporoyia 22: 5-2013, 8-22
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Nevpoyvyrerpiki) Ewdva

O oofevig &ixe ovvepydoyn otdon Kot KOTAAANAN  PAEUUOTIKY €TOQOH KOTA TN OWPKEWL NG
Nevpoyvyoroyikng (NV¥) e&étaong. Evtovtolg, onueidvetor emmedopévo  cvvaicOnuo, Kwvntiky
emPpaduvon kot kabvotepnuévn TayTTO EXEEEPYOTIOG TANPOPOPLDV.

Nevpowvyoroyiki) Extinnen

Emloyn ko yopnynon N¥ doxkipacidv: MMSE, Clock Drawing Test (Free), Aokipocieg AEKTIKNG Kot
ONUOCL0A0YIKNG evyépetag, Aokyaoio Ampa&iog, Frontal Assessment Battery, Hopkins Verbal Learning
Test-R, Brief Visuospatial Memory Test —R, Trail Making Test A&B, Line Orientation Test, Letter-Number
Sequencing, Spatial Span (Forward & Backward), Spatial Addition, Symbol Digit Modalities Test (Written
& Oral), Line Bisection Test, Albert’s Test, Right-Left Orientation Test (Benton).

Adpo6-T'eviké Nontiko Emimedo: Mini Mental State Examination: 28. [-2: [Ipocoyn — YmoAoyiopoti].
Mvijpn: Awmotdvetor EMAEWUATIKOG pLOUOG HaBnong Kot Stotapaylévn GLYKPATNGOT Kot Tayimon vEou
UVNHOVIKOD (AEKTIKOD Kol OTTIKOX®MPLIKOV) VAKOV. Evidg puoioloyikdv opiov upicKETOL 1) OTTIKOXWOPIKY

€vePYOS Lviun Tov acbevn.
Hpocoyq-Tayvmmra enelepyociog

TPOGOYN KoL oviyveLon.
I'doca: Ag domotdvovtot EMAEIOTO.

Xvrroyiopdc-Emrehkéc  Aervtovpyieg:

ZoumEPUoua.

TANPOPOPLOV:
KaOVGTEPNUEVT] KIVITIKT TOVTNTO KoL ToOTNTO EXEEEPYUTIOG TANPOPOPIDV KOL SLOTOPUYLEVT] dLOPOVEVT|

Kotaokevaostikég dciiotnres/Ontikoywpucny Avriknqyn: [Mbavy Svoyépein AP-AE mpocavatolcpon
(Advvapio avayvopiong AE-AP mhevpd tov egetaothy).

Emnpeacpéveg  mapovoidlovrat
EMTEAKNG AELTOVPYIOG (IKAVOTITO APALPETIKNG OKEYNG, OVOGTOATIKOG EAEYYOG).

Awmotovetor  apyds  xpovog  amdvtnong,

OPIGHEVEG  GUVIGTMGEG  TNG

e Atatapoyn TG AEKTIKNG KOl OTTIKOYMPIKNG UVIALNG LE 10104TEPO VPN TO EAAELUO GUYKPATNONG
g AEKTIKNG TANpopopiag (kabvotepnuévn avakinen)

o Mewwpévn Toydta eneEepyasiog TANPOPOPLOY Kol SUGYEPELD GTNV SOLPOVIEVT] TPOGOYN

e 'Hmo Swtapoyn LETOTOIOV — EMTEMK®OV AEITOVPYIOV OTMOG QOIVETOL G€ OOKULAGIES APALPETIKNG
OKEYTNG, KIVNTIKOD aVOGTOATIKOD EAEYYOV KoL TayVTNTAG EMeEepyaciog TANPOPOPLOV

o Xopic dwtapayés omod Tig Aertovpyieg Tov Adyou

‘EvOeto 1: Evdeikukn ékBeon veupoyuxondoyikoU enéyxou aoBevous pe vooo Fabry (latpeio Neuponoyias
s oupnepipopds kal Neupoyuxonoyias, B Neuponoyikn Kaivikh EBvikou kar Kanodiotpiakou

Maveniotnpiou ABnvav).

Ta IAEE evtoniovtal nio ouxvé oto onovbéuniopaci-
KO ayyelakd oUuotnpa Kal apopouv OUXVOTERT KEVOXW-
p1dn éuppakta. Ta IAEE otn vdoo Fabry éxouv ugnid
Nocootd UNoTPOoNNs Kal cuoxeti(ovial Pe Ntwxh npo-
yvwon (Jakpoxpdvia Bvnoiudtnta 76% ot dvopes Kal
55% ous yuvaikes).>?%22 Yxeddv ol piooi aoBeveis nou
ekdnAwvouv AEE ota nAaioia tns véoou Fabry, bev
€xouv d1ayvwobel katd tn Xpovikh ouypn s eyKatd-
otaons tou AEE. Avtiotoixa 3 otous 4 aoBeveis nou
ekdbnnwvouv AEE ota nAaiocia ths véoou Fabry dev
napouoidlouv kapdionoyikés N vepponoyikés eninfo-
Kés tns vooou. H vdoos Fabry duvatal va emnnakef
ge ayyelakn dvoia og €da@os nodnandwy uno@nol-
wdwv epppaktwy (EvBeto 1).

Enfons n véoos Fabry eminAgketal pe doAixoektacia
Twv evOOKPAVIwY aptnpidyv (cuvnBéatepa Tou onov-
bdunofaacikoU ayyglakoU cuothpatos) Kal onaviote-
pa and aigoppayikd AEE pe kUpio npodiabeoikéd na-
pdyovta tnv unéptacn ota nAaiola s VEQPPIKNS ave-

Neuponoyia 22: 5-2013, 8-22

ndpkelas.®2%22 H doAixoektaoia twv ayysiwv apopd
10 40%-90% twv aoBevav kal duvatal va eninAakef
He pNEN Twv ayyeiwy Kal unapaxvoeldeis alyoppayi-
€s. Efvar o ouxvih oto onovéuiofacikd cuotnua Kal
n augnpévn didpetpos tn Bacikhs aptnpias eival u-
aioBntos dgikins didyvwons ts véoou Fabry.” MiBa-
vonoyeital 6u to onioBio cuotnpa gival ydadov nio
ENIPPENES O OLEIBWTIKO OTPES, TO OMoio aviioToIXa
ouvOEeTal E EKNTWON NS EYKEPANIKAS ayyelodpact-
KéTNtas kal pe povipn ayysiakn digtaon.'®

KatdaO6diyn

Eugavicetal oto 45% twv aoBevav kal oto 28% €&
autwv apopd ueifova katdbiyn.?°

ErmiAnntikés kpioeis

ApopouUv tous acBeveis pe ayyeiakn eykepano-
néBeia kai oxetiovial e tnv napouaia IAEE ¢Aoiw-
dous evtonions. 2022

Zndvies KAIVIKES EKONAWOEIS

‘Exouv avagepBel nepintwoels donnins pnviyyit-

EAAHNIKH
1¥| NEYPOAOTIKH
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Eikéva 2: Ayyeiokepdtwua xeINéwyv o aobevh e
vooo Fabry

Eikéva 3: Ayyelokepdtwpa owuatos o aoBevh Pe
vooo Fabry

6as,>?? anopuenivwukns Aeukosykepanondbeias,*??
napodikns apaipikhs apvnaoias®?? kal BpdpPwons twv
eyKeQPaANIK®V pAEPOV?

I. EEQNEYPIKEX EKAHAQXEIZ

Aio6ntnpia Opyava

OgBanuof

MpooBdnnetal 1o 60% twv naididy, Pe ion kata-
voun ota duo @uAa. Ané autd, 1o 70% napouaid-
Ce1 BoNepdTNTa TOU KEPATOEISOUS PE XAPAKINPIOUKO
aotepoeldés oxnua (cornea verticillata). H épaon na-
papével avennpéaotn kai n Sidyvwon yivetal pe oxi-
opogidn Auxvia. To avdpikd euAo cuvbéetal pe nio
ooBaph véoo. Afes diatapaxés apopouv Ty eKTa-
ofa ayyegiwv tou apeIBANcTPoIdoUs Kal Tov Unokd-

Eikéva 4: TnAayyeiektaoia npodobias pnpiaias
enipavelas oe aoBevn pe vooo Fabry

Eikéva 5: Aeppoidnpa kdtw dkpwv og aobevh pe
vooo Fabry

WIo KatappaKtn.20-22

Aépua

O1 xapakinpioukés PAAPRES 1ou Oépuatos apopouv
10 epubBpoPiaudwdn eEavBnuata (ayyelokepATMHA-
1a), Mou avanwiooovtal GTovV KOpHo, NEPIOPPARIKA Kal
otov op@and, neplyevwnukd, ous nandues, oto oto-
pa kal ta xeiin (Eikéves 2 & 3).2°22 Addes BAdPes
apopouv us tnAayyelektaacies (Eikéva 4) kal 1o Agp-
@oibnua (Eikdva 5), evad éxel avapepBei kal duopop-
(ia NPOCWNOU PE XAPAKINPIOTUKA EKTPAXUVON TWV XA-
PAKTNPICTKMY ToU.?2?2 01 npoavagepBeioess BAARes
opeifovtal o€ didtaon kal ungpniacia twv ayyeiwv
s PIKpokukAo®opias tou &épuatos.

Qua

H npoofodn agopd 10 30-80% twv acBeviv Kal

Neuponoyfa 22: 5-2013, 8-22
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xapakwmnpidetar and veupoaioBntNpIakn €KNtwaon s
akouotkns oEutntas. To 16% twv aoBevdv Napouoi-
adel ooPapn EKNTWON-KOPWaN, v ol AvOpes €ival
MNio VWIS ENNPEACUEVOI O OXEON PE TS Yuvaikes. 2022
‘Exouv avagepBei enions kal ailBoucaies dlatapaxés
ue eyPoés kar iAyyo.

NE®PO!

H veppikh npoofonn apopd 1o 55% twv aobe-
VOV Kal epgavidetal ye npwteivoupla o oyipgn nai-
Kia (>30etwv). Qotdoo éxel avapepOei kal npoofonn
veppwv og naibid. H veppikn Bloyia pnopei va oeiel
dlatapaxés onelpduatos Kal ayyeiwy npiv v avantu-
€n s npwrteivoupias, yeyovos nou v Kabiotd xph-
olun yia npwiun didyvwon. 222

KAPAIA

H npoofonh apopd 1o pyuokdpdio, 10 cuotnua
aywyns kal us Banfides. H nio ouxvi nAikia epea-
vions €ivar 17-30 €wyv, anid éxouv avapepOei ne-
pINtwoels kapdiakns npoofonns kai o€ naidid.?o-22
Eupavietal pe otnBayxn, otepaviaia voéoo, oty €u-
ppaypa tou puokapdiou (OEM) Adyw diatapaxns pi-
KpMV ayyeiwv twv oTEQavIaiwv aptnpimy Kal appub-
pias, s onofas n ouxvétnta au&dvel pe tnv augnon
s nAikias kal ota 6Uo eUAA.'™ 1 Addes ekdnAWOEIS
nou éxouv avagepBei eival n péviun h Napo&Uopikh

Nivakas 5: End@éuves veupondBeies AentwV IVidV

KoAnIKA pJappapuyn, n diakontopevn KoINiakn Taxu-
kapdia, andes niektpokapdioypaikés (HKT) anfoi-
woels (bnws n Ppdxuvon tou dlaothpatos PR) kai n
UNEPTPOPIa NS aplotepns koinias (n onoia epgpavi-
(etal vwpitepa otous Gvopes).20-2?

AOINEX KAINIKEY EKAHAQZXEIX

‘Exouv avapepBei nepINTOEIS 00TEONEVIAS TNS
00QUIKNS poipas tns onovounikns othAns (OMXY)
Kal Tou unplaiou ootoU, avaiyias Kal egnupetou.®20-22

AIATNQZH

H didyvwon pnopei va kaBuotephoel and 3 éws
11 xpovia h akéun kai 20 €wn,%2022 gpevos Adyw s
onaviotntas s acBéveias kal aQetépou yiat ota nal-
616 tibevtal NavBaopéves diayvmoels (0EUPATIOUOI,
fwon, andyn avantuéns, ootikés OIaTapaxés, PUXOye-
vh-Kpuntoyevh anyn, tpodikh dnAntnpiacn n un €l-
bIKd yaotpeviepikd ARyos).

H kAivikn unoyia Ba npéner eygipetal o naidid,
epnRous n veapous evNAikes e akponapaliobnaoies
kal unoidpwoia, Bodgpdtnta kepatoeldoUs, NPWIEN-
voupia Kal ayyelokepdtwpa, kabws kal og 6AoUs Tous
véous pe kpuntoyevh IAEE kal vOoo pIKpv ayyeiwy
(kevoxwpldn éuppakta kal AeukoeyKepanondBeia)

e AlaBhtns

e Apudosgidwon

e [loppupia

e [lapaveondaouatkn veupondabeia
e Afuowpa

e YUvbpopo Sjogren

e Afdkoodikh veupondBeia

e Ayyeiius

e Mitoxovoplakés nabnoels

e Agnpa

e Yapkoegidwon

e Bpoukédwon

e |810naBns autodvoon autdvopn veupondBeia
e Avendpkela Beiapivns

e To&ikwon (Banio-apoevikd-udpdpyupos)
e Nooos Fabry
e Nooos Tangier

Afta veuponaBeimv pe Npoofoh Twv VAV ToOU autdVOpoU VEUPIKOU CUCTAUATOS

e Enikintes pReypovadels anopuenivawtikés veupondBeies (GBS-CIDP)

®  YUvbpopo eniktntns avooonoyikhs avendpkeias

e Odpuaka (Bivkpiotivn -akpuAapidn-ivieppepdvn-a)

Neuponoyia 22: 5-2013, 8-22
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xwpls ayyeiakous napdyovies Kivduvou 22922 H dia-
Qopikh didyvwon Ba npénel va cupnepINAPer apevos
us enmouves veupondbeies twv Aent®v Ivav (Mivakas
5), aQETEPOU TS KANPOVOUIKES OIATAPAXES TOU TOIXW-
HATOS TV JIKPWV ayyeiwy tou eykepdiou (Mivakas 6).

YT0US NpICuywes avdpes aoBeveis n Yétpnon tns
dpaotnpidtntas s a-Gal A oto nAdopa n ta nepi-
PEPIKA NeUKa alpoopaipia gival naBoyvwpovikn yia
n d1dyvwon [xapnAd A pn avixveUolpa enineda ev-
CUpou oto nAdopa (£1.3nmol/ml/hr) A ota Aeuko-
KUttapa (£0.3nmol/mg npwteivns/hr)], aAld pnopsf
va akodouBnaoel kal eniBeBaiwon pe Hopiakd yevet-
K6 éneyxo ota nAaioia avelpeons tns NaBoyovou pe-
1dANagns. 222922 Fus e1epolUYMTES YUVAIKES UMOXPE-
WUKA yivetal yeveukos éfeyxos, 616t n evlupikh &pa-
otnpIoTNTa Pnopef va gival ualodoyikh Adyw s Tu-
xafas anevepyonoinons 1ou X XpwpooWmat0s. %2022
Me anfa Adyla ous yuvaikes N YETpNon twv eNiné-
dwv s a-Gal A otov op6 h ta NEPIPEPIKA AEUKA al-
pooaipia unopsl va dwoel yeudws apvnuKda anote-
Aéopata. Enions ous yuvaikes ouviotdtal n pérpnon
twv eNNédwv twv oplyyoAimidiwyv oto aipa (uétpn-

on Gb3, pualofoyikés tpés <0.40ng/ml) h ota oUpa
292022 §g npénel dPws va onpeliwBei du andor na-
pdyovtes, 6nws n diatpoen 1 1o €idos s petdnia-
€ns, pnopei va ennpedoouy td enineda twv oglyyo-
Aimdiwv oto aipa h ota oUpa, ondte oUTe N NApa-
ndvw e€€taon éxel andéAutn 1d1kOTNTa Kal euaicdn-
ofa.2920-22 Katd ouvénela, n Gétaon ekAoyNns yia
didyvwaon tns véoou ous YUVaiKes ival O HoPIaKOS Ve-
VEUKOS €leyxos epbdoov ta enineda tns a-Gal A otov
opd N 1a NEPIPEPIKA Neukd aigoopaipia Bpiokovtal
EVIOS TWV PUOIOAOYIKDV Opfwv.

2 Bloyia Tou yaotpokvnuiaiou velpou avayvwpi-
Cetal coBapn anwAeia appuedwy (C) Kal PIKPWV -
HUAwY Ivaov (AD) pe pualooyikn MUKVOTNTA TWV Je-
yaAwv egpvelwv Ivav. Avadeikviovtdl oopweINIKE
éykneiota Gb3 kal dAna yAukoAinibia oto nepivelplo
Kal to evdobnaio, kaBws kal ouddes and anoveupw-
péva kuttapa Schwann.?:26

H aneikévion tou eykepanikoU napeyxUpatos Yno-
pei enions va oupPdnel otn didyvwon Adyw twv Xa-
PAKTINPICUK@Y BAABWV nou KatadeikvUEl. ZUYKEKPI-
péva, ta nabonoyikd eupnpata otn payvnukn Topo-

Nivakas 6: KAnpovopika petaifalopeves S1atapaxés 10U TOIXWHATOS TWV HIKP®V AYYEiWV TOU

eykepanou
Alatapaxnh fovidio KAvikés ekbnAwoels Angikovioukd euphuata
CADASIL (A/En) NOTCH3 (19p) Huikpavias, Alatapaxés | AdAoIhoels Agukns ou-
oupnepipopds, Mikpoi- | afas otnv éEw kaya,
oxalpikad AEE, Avola KpotagikoUus néious,
NUIWOEIBES KEVTPO, Wi-
KpoalJoppayies
CARASIL (A/YN) HTRA1 (10q) Mikpoioxaipika AEE, Mikpoioxaipika AEE,
Ooukgs duonnaoies, (Baaikd yayydia), Anel-
anwnekia, noAdannés KOVIOTKOS €NEYX0S
KMA OMZX%, ooteonoin- | OMEIX&yovatwy
on ouvdéopwv Znovou-
AikAs XtnAns
RVCL
(A/EN) TREX1 (3p) MpoodeutikA ékntwon Mikpoioxapikd AEE (Ba-
opaons &uikpoioxapikd | oikd fayynia), Addolwm-
AEE, Avoia, Kpioeis 'E OEIS ayYEiwv ToU apQI-
BAnotpoeibous
COL4AT1 related
disorders
(A/Yn, A/En) COL4A1 (130q) Mikpoioxalpiké AEE, ka- | AeukogykepanondBeia,
tappdaktns, yaaukwya, Mpoeykepania, Kuotels,
VEQPIKES KUOTEIS, paivod- | EnaoBeotwoels, Mikpo-
pevo Raynaud algoppayies

A= autoowpikds, En= enikpatwv, Yn= unoAeinduevos, AEE= ayyeiakd eykepanikd eneioddia, KMA= kndn pecoonovéuni-

ou biokou, OMZXX= oo@uikn poipa onovOunikAs otrAns

CADASIL: Cerebral Autosomal Dominant Arteriopathy with Subcortical Infarcts and Leukoencephalopathy; CARASIL:
Cerebral Autosomal Recessive Arteriopathy with Subcortical Infarcts and Leukoencephalopathy, RVCL: Retinal
Vasculopathy with Cerebral Leukodystrophy; COL4A1: Collagen type IV, alpha 1.

Neuporoyia 22: 5-2013, 8-22
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ypagia eyke@anou éxouv peyanutepo ennonacud pe 0) NMapouacia pikpoaipoppayldy ous akoAoubies
v au&non s nAikias.?%?? H npoofonn tou eykepd-  otabuiopévns emdekukdtntas (susceptibility weighted
Aou €ival d1Gxutn, av kal ol NepIoxés Katavouns tns  imaging) h ous akodouBies gradient echo (nou €ival
onioBias kukAo@opias €ival nio ouxvd npooBePAn-  161aitepa euaiobntes otn avixveuon aipoaoidnpivns).
péves. Ytnv npdobia kukAopopia n npooPoih ago- To pulvinar sign cuvavtdtal katé kavova otous ap-
pd Kupiws N Ppeyuaukn Kal Petwniaia nepioxn, ka-  péves aobeveis.?” H naBoyévela tou au&npévou onpa-
Bs kar v ev ww PaBel Aeukn ouaia. 105 ous T1 akodouBies ota npookepdnala twv Band-
H payvnukn topoypagia eyképanou katadeikvisl ta  pwv dev eival EekdBapn, v to ohpa & gaivetal va
akéAouba naboAoyikd euphpata (Eikdves 6-8)2%2227:  petafdinetal otnv nopeia tou xpovou, yeyovos nou
) oties au€npévns évtaons onpatos nepikoifia- — unodeikvUel ot NIBavms aviinpoownevsl gn avaotpé-
KAs Kal uno@noldous evionions (NpIwoeldés kevipo) — wipes BAARes.?” To pulvinar sign ouvavtdtal kai os an-
ous T2 kal FLAIR akofouBies, Aes aoBéveles, GNWS N KPUMTOKOKKIKA pnviyyiuda, ol
B) ouppetpikés oties pe augnpévo onpa oty T1  PAKOUATMOEIS Kal N PETaKuvIKn eykepanondBeia.?’
akonouBia ota npookepdaia twv Bafduwy (pulvi- H payvnukn ayyeloypagia ayyeiwv eykepanou ava-
nar sign) delkvUel bonixoektaoia kal oPIoeldeis oxnuatopoUs
y) €oties pe augnuévo ohpa otnv T2 akofouBia  twv ayyeiwv tou eykepdnou (kupiws tou onovouno-
ota Baoikd yayynia (kéAupos pakoeiboUs nuphva).  PBacikoU cUCTNHATOS) HE Peydnn euaiobnoia o aobe-
Eikéva 6: Neupoaneikoviotikd eupnpata oe aobevh pe vooo Fabry:
A. Znueio npookepanaiou n «Pulvinar sign» [napouoia eouwv pe auénpévn éviaon onparos oto rnpookepdiaio twv Bad-
LV o€ gykdpoia kai oBeiaia T1 akonouBia (Eikéves 6a-6b)].
B. IMepixkoiAiakés eaties auénuévns évtaons onuatos ota oniobia képata twv nAdyiwv Koiidv o€ eykdpoia T2 akoloubia
(Eixéva 6d).
I". loxaiuiké €uepakto atnv nepioxn katavouns ts 6e€ids oniobias eykepanikns aptnpias o€ eykdpoia FLAIR akonoubia (Ei-
Kova 6d).
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Eikéva 7. Modnannid kevoxwplmon éuppakta ota Baoikd yayynid, oto NHIWOoEIBES KEVIPO, Kal Otn
vépupa oe eykdpales akonoubies FLAIR (eikova 7a), T1 (eikéva 7b) kai T2 (eikéva 7c-7d) o€ aoBevn pe
vooo Fabry.

Eikéva 8: Monnannés pikpoaipoppayies unopiolmdous (sikdva 8a-8b) kal pAolmdous (eikdva 8¢)
eviénions o€ eykdpales akonouBies otaBuiopévns enmidekukodtntas (susceptibility weighted imaging) os
acBevn pe vooo Fabry.
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veis pe vooo Fabry (Eikéves 9,10).9292228 ¢ opiopé-
VES Nepintwaoels n donixoektacia s Pacikns aptn-
pias pnopei va odnyhoel og aveupuopatkn digtaon
Kal phé&n tou ayyeiou npokadwvtas akapiaio Bava-
10. Kénoia npwiya debopéva unodeikvuouyv 6t n oi-
dtaon s diapétpou tn Bacikns aptnpias Pnopei va
xpnolyonoinBei ws aneikovioukos Ogiktns yia tn d1d-
yvwon tns véoou Fabry, anid nepaitépw enifefaiw-
uKés penétes pe peyanutepa deiypata acBevav eival
anapaitntes. >2%22 Ytnv naboyévela twv avwépw ay-
yelakwv BAaBav niBavds va epniéketal n diatapa-
XA s ayyelokivnukhs avudpactkdintas, npokanou-
oa 61¢taon Tou ayyelakoU TOIXWUATOS.

To nAekTpoveupoypAPNUa UNopEl va KatadeIkvUEl
PUOIONOYIKES TAXUTNTES AywyIUOTNTAs Kal pualoAoyi-
K& Uyn npokAntyv Suvapikdv aképa kal ota tenikd
otadia, yiat ungpéxel n npoofonn twv AENTWV VDV
n onoia pnopef va ekupnBei povov pe 101kd nAektpo-
Quolonoyikd élsyxo nou nepifapPaver ts akdAou-
Bes dokiyaoies? 26

a) kataypa®hn cupnabnukou depuatikol duvapi-
Kou (SSR),

B) Moooukh dokipacia xnpikhs digyepons twv Veu-
PIKDV IVQV TwV 16pwtonol@v adévwv (QSART)

y) Moooukés dokipaaoies enéyxou twv ANtV al-
oBnukwv Ivodv (QST).

Ténos, n Bloyia 6épuatos avadeikviel eAdTtwon
NS NUKVOTNTAS TWV EVO0-EMIOEPPIKDV VEUPIKDV VAV,
nou eival €101kd eUpnpa yia veupondBeia AENTWVY IVDV
(katédeign ekpunions appUeAWY CWHATKWOY IVDV TU-
nou ().2526

OEPATIEIA

H ev{upikh Bepaneia unokatdotaons (EBY) s a-
Gal A anotefel tn Bepaneia ekAoyhs ts véoou Kkal
eykpiBnke otnv Eupwnn to 2001 kar ous HIMA 1o
2003.9:20-222930 Yngpxouv 2 pdpuaka Slabéoipa ta
onoia xopnyouvtal evboPAéRia avd 14 nuépes.

H a-algasidase (Replagal, Shire HGT Inc), katanuel
v udponiuon tou Gb3, anokonddvtas éva akpaio
kAdopa yanaktddns and to poéplo. H aywyn Ye to év-

Cupo auTo éxel KatabeIXTel O PEIDVEI TN CUCOWPEU-
on Gb3 oe noAfoUs tinous kuttdpwyv cupnepiNay-
Bavopévwviwy ev6oBNAIaKOY Kal NAPEYXUUATKDV
KuTtdpwy. 220222930 H gayaocibdon anga éxel napa-
xBei oe avBpwNIvn KUTIApIKN ypapuh MOote va napé-
xel éva npoid avBpwnivns yAukoludiwons nou va
pnopei va ennpedoel tnv npdoAnyn and tous uno-
boxels pwoPopIkhs pavwodlns -6- ni s eNPAveIas
WV KUTtIpwv-otdxwv. Xopnyeital evbopneRiws o
b660on 0.2mg/kg avé 2 Bdopddes (Bidpkela éyxuons
40 ﬂEﬂtd). 9,20-22,29,30

H b-algasidase (Fabrazyme, Genzyme Corp.)
anotedel avaocuvduacpévn popeh s avBpwnivns
a-yanaktoolddons A Kal Napdyetal Ye epappoyn te-
xvonoyias avacuvbuaopévou DNA xpnaolgonolmvias
kuttapikn kandiépyeia BnAactukou (and Qobnkn Zi-

Eikéva 9: Aonixoektaoia kapwudikoU cUoTNPATOS
ayyeiwv (YNQIaKH apalpeTikh ayyeioypagia) o
aoBevn pe vooo Fabry.

Eikéva 10: Aonixoektacia onovduAofacikoU cucthpatos ayyeiwy (Uayvnukn ayyeloypagia ayyeiwy
eykepdaniou) og aoBevn pe vooo Fabry.

Neuponoyia 22: 5-2013, 8-22

(71 EAAHNIKH
| NEYPOAOTIKH
L] ETAIPEIA



20

Mapia Xovopoyidvvn

EAAHNIKH 7]
NEYPOAQTIKH | ¥ |
ETAIPEIA L]

vikoU Kpikntou; Chinese Hamster Ovary).%20-222930 H
andAndouxia apivogéwy tns avacuvduaopévns pop-
ons, KaBws kar n voukAeoudiakn aninfouxia kw-
dikonoinons s, eival tautdéonpes Pe tn puaoionoyl-
KA yop®n s a-algasidase. H ouviotwpevn 66on s
b-algasidase eival 1 mg/kg cwpatkou Bépous, xopn-
youpevn pia popd kdbe 2 Bdopddes ws evdopéPia
gyxuon, 220222930 O gpxikds puBuds éyxuons Gev Ba
npénel va unepPaivel ta 0.25 mg/min (15 mg/dpa)
€101 wote va eAaxiotonolinBei n evdexdpevn eppdvion
avudpdoewyv oxeuldpevwy e v yxuon. Agou eni-
BePaiwbei n avoxn tou acBevous, o pubuds éyxuons
eival duvatd va augnBei otadiakd ous enakdénoubes
gyxuoels. H aywyn pe 1o évQUPo autd éxel KatadeIxtel
OU PeIDvel Tn cuoowpeuon Gb3 and tov opd, ta ve-
PpPAa Kal v kapdid. 9:20-22:29.30

Kavéva ano ta 6uo diaBéoiua okeudopata dev nep-
V@ ToV aIpatoeyKepanikd gpaypod. Yndpxouv neplo-
piopéva dedopéva olykpions twv SUo Bepaneiiv Kal
bev O1aB€toupe agidniota dedopéva nou va tekunpl-
@vouv ouciwdels dlapopés PETAEU Twv 2 OKEUAOUJ-
Twv, vV ol BroAoyikeés Tous 1810TNTES Paivetal va ival
napoépoies. 220222930 H guxvotepn aveniBupntn evép-
yela twv EBY eivar ol aniepyikés avudpaoels nou k-
dnAdvovtal kKatd kavéva Katd 1ous 3 NPMToUs Ph-
ves Bepaneias (14% twwv aoBevdv nou AapPdavouv
a-algasidase kal 67% twv aoBeviv nou Aappdavouv
b-algasidase).>20-222930 §g npénel va onpelwBel 6T
ol affepyikés avudpdoels eival hoooves kal eUkond
avupetwnifoval e Xopnynaon KOPTUKOGTEPOEIOMV KAl
QVU-IOTAPIVIKADY, eV N NAEIOVOTNTA TwV AoBeviV ave-
xovtal kaAd tn pgakpoxpdvia xophynon EBY. 9.20-22.29.30

Tuxalonoinpéves KAVIKES penétes katedeiEav 6T n
EOY kabuotepsi tnv kapdiakh vOoo pEIDVOVTAs Ty
kapdiakn pada, evi tautdxpova BeATmVEl N VEPPI-
Kh Asitoupyia, us deppatikés PAGRES kal ta oupntw-
Lata ns NePIPEPIKNS veupondBbelas. 220222930 T¢Aos,
napodio nou n anotefecpaukdtnta s EOY bev éxel
tekunpiwBei otnv npdéAnyn twv AEE, n EBY kabu-
otepei N npoAapPavel s KAPSIAKES Kal VEPPIKES €Ni-
nAokés tns véoou, nou anoteNolv aveEdptntous na-
pAyovIes KIvOUvou ekdhAwaons NpwTtosppavi{Opevou
A unotponidlovtos AEE. Katd ouvéneia n xophynon
EBY ouviotatar otous aobeveis pe véoo Fabry kal AEE
ota niaiola deutepoyevous npdAnyNs. 220-22:29.30 T¢-
dos oe aoBeveis pe vodoo Fabry kar 10xalpika ayyeia-
k& eykepanikd eneioddia (IAEE) cuviotdtal évapén
avuaigonetaniakns aywyns ota niaioia deutepoye-
vous npéAnyns.

LYMIMEPAZMA

H vdoos Fabry eivar pia kAnpovopikh noducuotn-
Haukn vooos nou ogsinetal otnv ofikh N YePIKA ave-
napkela tou evfUpou a-Gal A kal n onoia tagivopeital
ous olyyoNimndwaoels (Uno-opdda twv abBpoIoTKWY
Aucoowpiak®y voonudtwv). Or KUPIES VEUPONOYIKES
ekbNAmOEIS apopoUV To NePIPEPIKS (VEuponabntkd

anyos - enwduvn veupondBeia, diatapaxés autovo-
HOU veupikoU ouothpatos, diatapaxés aviinnyns Bep-
pou-puxpou, agovikh noAuveupondBeia, cuvopopo
Kapniaiou cwAnva), Kal To KEVIPIKO VEUPIKO oUotn-
pa (AEE, katédBnaiyn, emiAnnukés kpioels, 6onixoekta-
oia ayyeiwv eykepdnou). Or diabéoipes EQY qaivovral
va givar aopaneis kal va kaBuotepouv s kapdiodoyi-
Kés ekdnAwoels, va BeAtwvouy TN VEPPIKA AEIToUp-
yia, us depuatkés BAGRES KAl T0 CUPNTWUATA NS ME-
pIpepIkns veupondBeias. Katd cuvéneia eivar npogpa-
VES 0T n gykalpn Sidyvwaon tns véoou gival npwtap-
xIKhs onpacias yia v BéAuotn duvath ékPaon twv
aoBevav. Enopévws n napoucia veupondBeias Ae-
ntwv Ivov N n ekdniwon noddanidv IAEE og veapd
dtopa o€ ouvOUAOoUG PE OPICUEVES XAPAKTINPIOTIKES
depuaukés BAaPes (ayyeiokepdtwpa, Aeppoibnua) N
aneikoviotukd euphpata (onpeio tou npookepanaiou,
donixoektaoia onovéuiofaacikou ayysiakoU cucth-
uatos) Ba npénel va gyeipouv tn diayvwaotkn unévolia
NS vooou otov KAIVIKG veupondyo.
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