BPAXEIA ANAZKOIMHZH
BRIEF REVIEW

Nocog tou Fabry

Né€eig evpetnpiov

a-yahaktoliddaon A
Aepoidnua
AgukwpaToupia

H véooc mpwtomeptypdgpnke To 1898 cuyxpdvwe anéd
Suo Seppuatoldyoug, Tov Johannes Fabry’ otn lepuavia kat
Tov William Anderson? otnv AyyAia. Mpokertal yia e€aipeTika
omdvia vOoo, TIEPITTTWOELG TNG OTToiag £XOUV TEPLYPAPEL
O€ ONEC TIG €OVOTNTEG, e oUXVOTNTA EPPAVIONG éva TIEPL-
otatikd og kdBe 117.000° yevvrioelg 1 évag otoug 40.000
r} otoug 60.000 avdpec.*® H petafoAlkn @uon TG vVOoou
Kal N avayvwplon tou urevBuvou ev{Uuouv, Kabwg emiong
KAl TOU UTTOOTPWHATOG TOU, TIEPLYPAPNKE OTn SeKAEsTia
Tou 1960,° evw) To 1986 MPOCSI0PIOTNKE N VOUKAEOTISIKNA
akoAouBia Tou urrevBuvou yovidiou GLA” yla Tnv mapaywyn
Tou ev(Upou. To yovidilo GLA BpiokeTal 0To pakpL Bpayiova
Tou Xpwpoowuatog X (locus Xq 22.11). Ot avwpalieg Tou
yowvidiou GLA givar 18laitepa eTEPOYEVEICE KAl Ol TTEPIOCOTEPES
OLKOYEVELEG EUPAVICOUV OTOUIKEG METANNAEELG,® O aAplOUdC
Twv ormoiwv umepPaivel TI¢ 276 (www.uwcm.ac.uk.html).
O Mpoodloplondg Twv PeTaAdEewy Tou yovidiou GLA
KAl N CUOYXETION TOUG HE HOPQPONOYIKEG KAl AEITOUPYIKEG
Slagopomolnoslc Tou evlUpou a-yolaktoliddon A Ba
Bonbnoouv otnv MAnpéotepn Katavonon tng vooou Tou
Fabry, evi) mBavov va odnyrioouv o€ apTIOTEPEG CUOKETI-
o€lg PeTa&L yovoTumou/@avoturou,’? mou oripepa pdANov
Sev gival eQIKTEC.

AITIONMAGOrENEIA

H véoog tou Fabry ogeiletal og avenapkri Spactikétnta
TOU AUCOOWIKOU ev(UHoU a-yalakto(iddon A Adyw avwpa-
Awv Tou ureBuvou yoviSiou GLA, To omoio eAéyxel T oUV-
Oegor| Tou. ATTOTEAECA AUTWV €ival 0 EANITAG KATABOAIOUOG
TWV YAUKOOQLYYOATTIOIWV UE TEPUATIKA POPLa a-YOAAKTONG
Kal N TPOOSEVTIKA €VOOKUTTAPIA CUCCWPEUCH TOUG ME
ouyxpovn avénon Twv emméSwv Toug OTo aipa, PE KUPLO
EKTIPOOWTTO TOUG TO 2-yaAakTtolulo-yAukolulo-kepapidio
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(GL-3). Ta yYAukoo@iyyoAurTidia armoteAoUV pUOIOAOYIKA SOUIKA
OUOTATIKA TWV TTAACHATIKWY KAl OPICUEVWY EVEOKUTTAPIWV
pepBpavwv.”” H ocuoowpeuon Twv YAukoo@lyyoAmbiwv
oTa evboBnAlakd Kal Ta Agia pUTKA KUTTApA TOU AyYELAKOU
TOLXWHATOG, ota €mMONAIOKA KUTTAPA TOU KEPATOEISOUG,
TWV VEPPIKWY OWANVAPIWV Kal TwV OTEIPAPATWY,’? KaBwg
€mioNg Kal ota puokapdiakd KUTTapa Kal TOUG VEUPWVEG,
odnyei og MPoodeuTIKr SUCAEITOUPYIA TWV EV AOYW LOTWV,
ME QMOTEAECHA TNV EVPEIQ CUUMTWHATOAOYIA TNG VOCOU.

KAINIKEXZ EKAHAQZEIX

Ot KAWVIKEG eKONAWOELG TNG vOoou Tou Fabry (miv. 1)
mapouctalouv xpovikn e€ENEN, Sedopévou OTL Ta YAUKo-
o@lyyohutidia cucowpevovtal amd tTnv madikn nAKia Kat
ennpedlouv oe Sl10PopPeTIkd Babud ta Sidgopa dpyava,
avahoya pe To Xpovo.” H e€€AiEn Tng vooou, Touldxlotov
oTNV KAACIKN TNG popen, Ba pmopouoe va SlakplOei oe
Tpelg meptdédoug.’

H apxikn mepiodog, katd tnv madiki-eenfIkr nAiia,
xapaktnpiletal and Slaleimovta enelcodia akponapalodnot-
WV, TTUPETOV Kal KOTIWOoNG, evw apxiCouv va gpgavifovtal ot
XOPOKTNPIOTIKEG SEPUATIKEG BAAPEC, Ta ayyEloKEpATWHATA.
Ta ayyEloKEPATWHATA €ivVal OKOUPOXPWHESG EPUBPEC WG
KUQVOMEANAIVEG OUAOEG AYYEIEKTACIWY, TTOU KATaAaufda-
VOUV KUPIWG TNV TIEPIOXN TWV YEVVNTIKWY OpYAvwy, TwV
YAOUTWY, KABWE Kat TNV KOINAKH XWPEa TTEPIOU@AAIKA. To
XPWHA TOUG SV HETABANNETAL LETA ATIO TTiEDN, TO PEYEDDG
Toug Sev umtepfaivel Ta 2—3 MM, VW XAPOKTNPIOTIKA Sev
gppavifouv Kvnopo.’

H deutepn nepiodog Stapkei mepimou péxpt TNV NAIKia
Twv 30 €TWV, HUE OXETIKN VPEON TWV EMWSUVWV KPioEwvV
AAAA e €ENIEN TwV SeppaTikwy BAaBwv o péyebog kat oe
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Nivakag 1. K\ivikég ekdnAwoelg tng vooou Fabry.

- Ayyelokepatwpata

« Alatapayég epidpwong (unoidpwaoia)

« ASla@Aaveleg KepaTOEISOUG KAl YAKOU

« AkpomapaioBnoieg, Kpioelg YevIKEUpEVOU AAyoug
« Mupetodg, anwlela Bapoug

« Aldppola, dtuma KoINlaKdA Akyn

« Meiwon TG 0KOUOTIKNAG 0&UTNTAG, EPPROEC WTWV

« Yrieptpogia aplotepng Kothiag, BarBidomndbela, otnBayxn,
kapSlakég appubpieg, kapdiakr avemdpkela

+ Ayyelakd eyKe@alikd emeloddia

« Aeukwpatoupia, xpovia ve@piki vooog

ap1Ouo, Vv cUXVA TIAPATNPEITAL EPPAVION AEUKWHATOUPIOG
WG TTPWTN €kSNAWON VEPPIKAG CUMHPETOXNAG.'” H ocuppeToxn
Twv oPBaApwV gival epgavrig and ta apxika otddla Tng
vOoouU, aAAd, pn TTPOoKAAWVTAG Slatapaxég 6paong, cuxva
mepvA anmapatripntn. Xtnv e§étaon He oxiopoeldn Auxvia
Slamotwvetal n UTTAPEN XaPAKTNPIOTIKAG EAKOEISOUG adI-
a@AVELQG TOU KEPATOEISOUG XITWVA, EVW Sev gival OTIAVIEG
Ol AANOIWOEIG TOU (paKoU Kal Tou ap@IBAnoTposlidouc.’®

H tpitn mepiodog, peta& tou 3000 Kal 5000 €TOUC TNG
nAkkiag Tou aocBevoug, xapaktnpiletal amd TNV KAVIKA
€K@paon NG MPOCBOANG TTOAATAWY OpyAvwY Kal CUu-
OTNUATWV. 3TA AYYEIOKEPATWHATA, OTNV UToidpwaoia Kalt
OTIG akpomapaloOnaoieg mpooTiBevtal coapou Baduou
KAPSIaYYEIAKEG EMUITAOKEG,® eKONAWOELG ATTO TO TIEPIPE-
PIKO? KAl KEVIPIKO VEUPIKO oUOTNUA,?" TOUG TIVEUOVEG?
KAl TO YOOTPEVTEPIKO.Z? H ocupueTOoX] TWV VEPPWV Eival
avarmd@euKTn Kal odnyei Tov acBevr) e Xpovia VeppIkn
avemdpkela teAikol otadiou (TEXNA).2* H e€€Ni€n tng
VOOOU XWwpIiG €18IKN) PAPUAKEUTIKN TapEUBacn em@épel
To BAvato otnv NAKia Twv 35—60 €TwWV.

MNMapouciaon mepintwong

AvSpag, 38 eTwv, elorxOn otnv KAvikry pag ya Siepeuivnon
TPOOSEUTIKA EMSEIVOUUEVWVY OISNUATWY TWV KATW AKPWV
(ek. 1) kat mpdogata SiamoTwOeicag AeUKWPATOUPIAC.

To ATOMIKO ATPIKO 10TOPIKO aAvaPEPONKE APXIKA WG
€e\eVBePO, av Kal oTnv mopeia SiamotwOnkav ducavegia
otn (€oTtn AOyw avemapkoUg @iSpwaong Kal ATUTTA KOIAAKA
AAyN HETA amd TN ARYn Tpo@nG. H KAvikn e€étaon amokd-
AUYE TNV UTTAPEN AYYEIOKEPATWHUATWY TIEPIOMPAAIKA (E1K.
2) KAl OTNV TIEPLOXT TWV YEVVNTIKWY opydavwv. O €Aeyxoq
NG KapSlakng Aertoupyiag He NAEKTpoKAPSIoypPAPn A Kal
UTTEPNXOYPAPNHA NTAV PUGCIOAOYIKOG, EVW OTNV OQOAAUI-
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Eikova 1. O16fuata Katw aKpwv.

Eikova 2. Meplop@alikd ayyElOKEPATWHATA.

atpikn e€€taon damotwonke n uUmapén SuUCTPOPIWV TOoU
KePATOELSOUG. O éNeyX0G TNG BATOTNTAG TWV AYYEIWV TWV
KATW AKPWV ATAV QUGCIOAOYIKOG. O alATOAOYIKOG Kal O
BloxnUIKOG €NeyXOG, €KTOG amd HeTpiou Babpol Aeukw-
patoupia (500 mg/24wpo), dev avédel§av maboloyika
gupnuata.

H Sidyvwon tng vooou tou Fabry semBefaiwdnke
META ammd TTOCOTIKO TTIPOCSIoPIoUO TNG SPAOTIKOTNTAG
NG a-yaAaktoliddong A ota AgUKdA aAldoo@aipla, vw
n Sadepuikny Blovia veppou Sid PBerdvng kKatédelfe tn
VEQPIKN TTIPOoBoAr amnd Tn vooo® (eik. 3).

Ta olbApaTa Twv KATW AKpwv amodobnkav oe Aeu-
@oidnpua, omdvia KAvIkr ekdnAwon tng vocou tou Fabry
Aoyw evanoBeong yAukoo@iyyoMmibiwv oto evboOnAio
TWV AgU@PaAyyeiwy, YE AMOTEAECHUA TNV amo@palry Toug.?
H Sidyvwon tou Aep@oldripatog T1é0nke Yetd amd tov
QATMTOKAEIOUS TWV UTTOAOITIWV YVWOTWV AITIWV TTPOKANCNG
oIdNUATWY KATW AKPWV.
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Ewkoéva 3. Bioyia veppou. Emonuaivetal n mpooBoAn amné tn vooo.

AIANQxZH

H éykaipn Siayvwon amotelei mMAéov Tov MPWTAPXIKO
otoxo otn Slayeipion tng voéoou Tou Fabry, kabBwg n Suva-
TOTNTA ATTOTEAECHATIKN G Ogpamneiag Pmopei va mpoAdpel tnv
€CENEN aANG Kal va LETAPBANEL TNV TTOpEia TNG VOoOU.

Mapd TNV MPWIpN EUPAVION OPKETWV XOPAKTNPLIOTIKWYV
CUUMTTWHATWY, N Héon nAkkia Stdyvwong tTng vOoou Tou
Fabry €ival To 290 €10¢ TnG NAkiag.?” H kAwvikry Stdlyvwon
BaociCetal kupiwg oTNV KATASEIEN TWV XOPAKTNPIOTIKWY
Seppatikwv alolwoewyv kal Tn diamiotwon Twv duoTtpo-
PV TOU KEPATOEISOUE XITWVA TWV OPOANUWYV LE TN XPHon
NG oXIopoeldoug Avyviac. Ynoidpwaoia, unmotpomalovia
EMELCOBIA TTUPETOU KAl AKPOTIAPAICONCIWY, ATUTIA KOIALOKA
AAyn Kkat cuyva enelcddia Stappolwv gival Ta cuvnBéotepa
OUVUTTAPXOVTA CUUTTTWHATO.

XapaKTNPEIOTIKA IOTOAOYIKA EUPHAMATA, OTIWG N CUO-
owpeuon YAukoo@lyyohmbiwv ota emOnAlakd veppikd
KUTTapa? Kat ota evéoOnAlakd Kat ta Agia puikd kUTtapa
TOU TOIXWHATOG TWV ayyeiwy, evioxvouv tTn Stdyvwon tng
véoou. H Sidyvwon emfBefaiwvetal BloxnUIKA e TNV EKTINON
NG SpPacTIKOTNTAC Tou ev{UOU a-yalaktoliddong A oTo
TIAQOQ, OTOV 0pO 1 OTA AEUKA aloo@aipta (miv. 2). TEAoG, N

Mivakag 2. SUoxETion TNG UTTOAEIMPATIKAG SpaocTikdTNTag TNG
a-yoAakto{idaong A (a-GAL) kat Tng KAVIKAG €K@paong TnG vooou Tou
Fabry.

Enineda a-GAL otn voco Fabry

Tomog % DuacloloyIKiG

a-GAL oto mhacpa

Khaotkn vooog Tou Fabry 1
Etepoluywteg

Kapdiakn mapaiayn
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avadelén tng e181kNG PETAANa&NG Tou yovidiou GLA mapéxel
N SuvatdTNTA PEAETNG TNG CUOXETIONG PETAEL YOVOTUTIOU
Kal @AvOTUTIOU, AAAA Kal TNV avayvwplon eTepoluywTwV
@OPEWV KABWC Kal TwV ATuTIWV TTapaAAaywv e 181aitepn
KAWVIKN ék@paon. Ot NUI{UYWTEG UIMOPOoUV va avayvwpl-
oTOUV TIpoyevvNnTIKA, Tpoodiopilovtag tn SpacTikéTNTA
NG a-yaAaktolIbAong OTIG XOPEIAKEG AAXVES (9nN—10n
£BSoudda KUNoNK) 1} o€ KAANIEPYELA AUVIAKWY KUTTAPWV
(15n gBdopdada KUNoNK), eEvw cuyxPoOvwg ival Suvatog o
KaBoPIOPOG Kal TOU TUTTOU TNG UETAANAENC.?®

Muvaikeg etepoluywTeg

Ot KAIVIKEG EKONAWOELG Kal N TTpdyvwon Tng vooou Fabry
OTIG Yuvaikeg eTepoluywTteg SIaPEPOUV aTIO EKEIVEG TWV
nuiluywtwv avépwv. Ot yuvaikeg mapouatdlouv ouxvotepa
SuoTtpopieg Tou KePATOEISOUE KAl NTTIIOTEPA CUUMTTWHATA
AKPOTIAPAICONCLWV Kal TTUPETOU OTNV MAISIKA NAIKIC, EVWD
KOl N EUPAVION AYYEIOKEPATWUATWY Eival OTTAVIOTEPN
Kal MIKPOTEPNG évtaonc. Ot meploocodTepol eTEPOlUYWTES
aoBeveig €xouv PUOIOAOYIKO TTIPOCSOKIUO eMIPBiwong, Xw-
pic coPfapol BABUOU GUUMETOXN TWV OPYAVWV-OTOXWV
(kap&14,*° veppoi,’’ veupikd cuotnua®).

AUt N PeydAn SlagopoTrioincn weg mMPog TNV KAVIKA
€K@PPAON TNG VOOOU OTIC YUVaiKeg eTepoluywTteg Bewpeital
611 oeileTal otnv adpavornoinon Tou X-XpwWHOOWHATOG,
éva @alvopuevo Katd 1o omoio 1o éva amd ta dvo {evyn
amhoeldwv X-ouvdedepévwy yovidiwv os kdBe KUTTOPO
adpavorolegital, TPo@avWE Tuxaia, kat £Tol Sev ek@paletal
oto gawvotumo.*To mpdturno TG adpavoroinong Umopei va
Slapépel amd 1o éva Opyavo oTo AANO, YEYovOg TTou e€nyel
N ouvUTTAPEN PUCIOAOYIKWY KUTTAPWY KAl KUTTAPWV HE
evanoBéoeig Y\ ukoo@lyyoMmbiwv oTto iS10 1oToAoYIKO UAIKO
(ayyelokd Toixwpa, omeipapa, Kapdlakog 10TOG).

ATuteg TTapaANayEC

Optopévol nuIluywteg gpgavifouv pia 8ilaitepa dia-
@opoTIoINUEVN KAIVIKN €KPpacn TNG vooou tou Fabry.34 Ot
aoBevei¢ mapoucidlouv OPIuEG KaPSIaKEG SlaTapaxég, arda
XOPOAKTNPIOTIKA €ival N amousia TwV KAACGIKWY CUUITTWHA-
TWV TNG VOOOU (aYYEIOKEPATWHATA, AKPOTTIAPAIoONGiEC,
adlapaveleg Tou KepAToeldoug). >

O1 petaAdéelg Tou yovidiou GLA 6’ autolg Toug aocBeveig
€XOUV WG amoTéAeopa tn Statripnon oplopévou Baduou
UTTOAEIMUATIKIG SPACTIKOTNTAG TOU v{UHOU a-yahakto{iddaon
A6 IKavAC va amoTpéPel TNV evamobeon YAUKOOQLYYOAL-
mbiwv O0To ayyelakd ToiXwHA KAl TOUG VEQPOUG AANG Ol
Kal 0To HUOKAPSIo (kapSlakn mapailayry).

YTeptpo®ia aploTtePG KOWNAG, TTAXUVON TOU PECOKOIAL-
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akoU Sl1a@pdyuatog, TPOTTWon UTPOEISOUG KAl NAEKTPO-
KapSIoypaPIKEG AVWHIOAIEG EVOEIKTIKEG HUOKApPSIoTTABEIaC,
KaBw¢ emiong kal avdmntuén ote@aviaiag vooou, gival
TA XOPOKTNPEIOTIKA €UPHHATA TNG KAPSIOKAG GUUMETO-
¥xNG>” O Nakao, to 1995, ehéyxovtag tn SpacTikOTNTA TNG
a-yohaktolidaong A og Tuxaioug aoBeveig e umeptTpoPia
NG apPIOTEPNG KOolhiag, StamioTwoe OTI MOoooTo 3% eixe
XapnAda emimeda ev{UPOU, VW XAPAKTNPEIOTIKA KaVEVAG
amo autoug Sev UPAVICE KATTOLA ATTO TIG KAAGIKEG KAIVIKEG
ekONAWOEIG TNG vOoou Tou Fabry. Ta amoteAéopata autd
odnyouv otnv umoebeon OTL n MMTWON TNG VOOOU TOU
Fabry kai Twv dtunwv mapaAlaywv tng ival cuxvotepn
amnd ekeivn ou meplypdgetal Kal, B€Rata, Ba mpénel ama-
paitnta va cupnepauBavetal otn Siagopikn diayvwon
aveEyntwyv puokapdlomadeiwv.®

ANTIMETQMNIZH

H emBefaiwon tng didyvwong tng vooou tou Fabry
anaitel ™ Snuiovpyia HAG IATPIKAG OMASAG IKAVAG va
QVTIMETWTTIOEL TA TTOANATIAG TTpOoPAApaTa uyegiag mou Ba
TIPOKUTITOUV OTov acBevr) amd autry Tnv téco omdvia
KANPOVOUIKH) vooo. MpwTapXIKOG o0TOXoG €ival N Aueon
Slepevivnon Tou yevealoylkoU 8£évSpou Tou aoBevoug Kal
N eVNUEPWON TWV UEAWV TNG OIKOYEVELAG YIa TN @UON TNG
VOOOU, EVW) CUYXPOVWG EMITUYXAVETAL N TPWIKN S1dyvwaon
KAt AANWV acBeVWV 1] POPEWV TOU EAATTWHATIKOU YoviSiou
Kal N évtan Toug o€ Xpovia mapakoAovbnon.

H avTIHETWTTION TWV CUPMTTWHATWY TG vooou Tou Fabry
arartei emavakaBopIopo tou Tpomou (wNG TwV acBevwy,
XOPriyNon OUYKEKPIUEVWY PAPUAKWY Kal EEEIBIKEVUEVEG
MAPEUPACELC O TIEPIMTWOELG EMMAOKWV. ETol, ot emwduveg
KPIOEIG TNG VOOOU YEIWVOVTAL LE TNV ATTOQUYH CWHATIKOU Kal
PUXIKOU stress, KOTIwOoNG Kal EKOEoNG 0g akpaieg LETABOAEG
NG BepoKkpaciag, evw o cuvduacuoc Sipaivuludavtoivng
kat kapRapalemivng ivat o TAEOV ATTOTEAECHATIKOG yia TNV
KATATTOAEUNON TOU TTOVou. H dAirn Siaita og cuvduaoud pe
YOOTPOKIVNTIKA @APHAKA PEWWDVEL TN ouXvOTNTA AAAA Kal
TNV éVTaonN TWV KOIAIOKWY TTOVWV. AVTIAILOTIETAALOKOL KAl
avTtiBpopupwTtikoi mapdyovteg fonbolv otnv mPoANYn Kat
NV avTIPETWTTION BpopPwTikwy enelcodiwv. H ewveppikn
KdBapon avédvel to mpoodoKIpo emPiwong Twv acOevwv
ue véoo tou Fabry, av katl ot acBeveic autoi eugavifouv
avénuévn BvntotnTa O OX€ON UE TOV UTTOAOLTTO TIANBOU-
OO alpokaBalpopevwy acBevwv pe TIXNA TENog, €xel
amodelxOei 1dlaitepa evepyeTIKA N EMIOPACN TNG VEPPIKAG
UETANOOXEVONG OTOUG €V AOyw acBeveig, Adyw tng duva-
TéTNTAG MAapaywyng a-yahaktolidaong A amd 1o ve@pikd
UOOXEVUQ, TIOU £XEL WG ATTOTEAECHA va pnv ennpeddetal
amnd N vooo.¥

SrMEPQ, HéOw TNG avAantuéng Tng Ttexvoloyiag Tou
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avacuvduaocpévou DNA, mapéxetal n duvatdtnta ev-
Cuuikng Bepameiag umokataotaonc.” Ta amoteAéopata
TWV KAIVIKWV PEAETWV améSel§av TNV ao@AlEla Kal tTnv
QATTOTEAECUATIKOTNTA TwV SVO TIPOIOVTWVY TTOU RSN KUKAO-
@opouv (Fabrazyme™ kai Replagal™), Ta omoia undécyxovTat
aAlayrj otnv mopeia tng voéoou tou Fabry.*? H kataypagnr
TWV aoBeVWV Kal N CUVEXNG TTapakoAoUBNoN TNG TTopeiag
ToUuG® TIpooPépel emapkeig evdeiéelg yia Tn Suvatotnta
APTIOTEPNG AVTIMETWTIIONG TNG VOoouL.#

H véoog tou Fabry amotelei pia cofapr) petafolkn
Swatapayry, n onoia odnyei oe cucowpegvon adidomacTwy
YAUKoo@tyyoMmiSiwv AOyw TNG avemapkoug SpacTIKOTNTAG
Tou ev{Upov a-yahaktoliddon A, ién amd ta mpwta Xpovia
NG (wni¢ Twv aocBevwv. H ev{uuikn Ogpareia umokatdota-
ONG TPOOTATEVEL TOV AoOevr amod MEPAITEPW CUCCWPEUON,
EVW OUYXPOVWG Mapéxel Tn SuvatdtnTta kdBapong Tou Rén
CUOCWPEVUEVOU UTTOOTPWHATOG.* H xopriynon tou ev{Upou
oe aoBeveic pe TIXNA N HETANOOXEUON VEPPOU, KABWG
€71i0NG O€ YUVAIKEG POpPEiG aANG Kal o€ TaAISLA TPV ard TNV
EUPAVION CUUMTTWHATWY, amoTtelei medio épeuvac.

Mota gival n ac@Alela Kat ot avemBUUNTEC EVEPYELEC
¢ Oepameiag

e >10 xpodvia sumelpiag otn xoprnynon tou ev{Upou
Sev €xouv mieplypagei emikivduveg yia tn (wrj Twv aoBe-
VWV aAAEPYIKEC avTISPAOELG I} AANOU TUTTOU AVEMIOUUNTEG
evépyeleg. Evtomopévo aMepylkd €§avOnua, Kvnopog
KAl TTUPETOG epgavifovtal apKeTA ouxvd otn SldpKela
TWV TTPWTWV €YXUOEWVY, ol omoieg ouvdudalovtal YE TNV
gupavion pn e§oudeTepwTIKWY IgG avTICWHATWY, EVW N
Slevépyela vepplkng Bloyiag dev amédeiée tnv evamdOeon
avooooUUMAeYUATwWV. H Xopriynon avTuoTapIVIKWY, KOPTL-
KOOTEPOEISWV KAl AVTITUPETIKWY TIPV armd Tnv évapén tng
€yxuong Kal N peiwon tou pubuol éyxuong meplopifouv
TNV éVTaon TWV avwTEPW QAIVOUEVWY, EVW 0 aoBevh¢ oTNV
mopeia amoktd MAfpn avoxn otn Bepaneia.*

Ol aoBeveic pe KAaolkd @avétumno, un Slabétovtag
a-yoAakto{ibaon A —OmwG ival AVAPEVOEVO— QVATTTUCOOUV
KAmolou BaBuol opopeTatporn) YETA amd tTnv e§wyevi
xopriynon tng avlpwmvng avacuvSuaouévng MpwTEivng
(64—88%). Aev umtapyouv evOeielg 6TL n avanTuén autwv
Twv IgG avTiowpdtwyv S1aPopPOTOLEl TNV ATTOTEAECUATIKO-
nta NG Bepaneiag.”

Molol givatl ol 0TOXO!L Kal TTWG PITOPEi va eKTIUNOE(
N KAWVIK aTTOTEAECUATIKOTNTA TN Oepaneiag;

lMNa Toug vedtepoug aoBeveic, N MPOANYN TNG EPPAVIONG
TNG VOOOU ATTOTEAEL TOV TIPWTAPXIKO OTOXO TNG EVIUUIKAG
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BOepameiag unokatdaotaong. MNa toug acOeveic Mou epgavi-
Couv NON KAWVIKEG eEKONAWOELG EVOEIKTIKEG SUCAEITOUPYIWV
Slapodpwv opydvwv-otoxwy, n Xopriynon tou ev{Upou
urmopei va TpoAdBel TN mepartépw eEENEN TWV ICTOAOYIKWYV
AAOIWOoEWV AANG KAl VA AVACTPEPEL OPICHEVEC ATTO AUTEG,
BeAtiwvovtag Tn Asrtoupyia Twv opydvwv. H emavagopd oe
puololoyikd emnimeda Tou GL-3 oto MAdopa Twv acBsvwv
gival évag ao@alng SeikTng TNG ATTOTEAECHATIKOTNTAG TNG
Oepamneiag,®” aA\A n BeATiwon TNG KAIVIKNG EIKOVAG ATTOTENET
TOV TIPWTAPXIKO OTOXO.

Motol acBeveic kal TOTE TIPETEL VA EVTACOOVTA
o€ Bepaneia ev(UUIKAG UTTOKATAOTAONG;

H éykaipn évapén tng Bepameiag ev(UUIKAG UTTOKA-
Tdotaong anoteAei mpwtelovta TOX0 0TNV 0POBOAOYIKNA
AVTILETWTTION TwV aoBevwv pe vooo Fabry. Aev umdpyel
amdoAutn avtévdelén xoprniynong tou ev{UPoU o€ KATola
oplopévn opada acBevwv kat n emPBeRaiwon tng Stayvw-
ONG TNG VOOOU OTTOTEAEI TO MOVO KPITHPLO évTagng evog
aoBevolg og autn TV €181kn Beparneia. Ouddec aocbevwv
HE onpavtikoU BaBuol uToAEIUpATIK SPAoTIKOTNTA TOU
evQUpov, Omwg gival ol yuvaikeg eTepolUYWTES, UTOPEL va
EUQPAVIOOUV ONUAVTIKEG EMMIMAOKEG aTTd OPYavVaA-OTOXOUG
NG vOoou Kal yU' autév To AOYo Kpivetal amapaitntn n
éykaipn évapén tng Beparneioag.

Mota gival n m\éov anoteAecpatikr Socoloyia
KAl Y10 TTOGO XPOVIKO S1AcTna TTPETTEL va XopnyEiTal;

To Socoloyiko oxrpa Tou 1T mg ev{Uuou avd kg ow-
HaTtikoV Bdapoug acBevoug yia tnv ayaiotddon Prita (Fab-
razyme™) kai, avtiotolxa, Twv 0,2 mg yia Tnv ayaicidbdon
aAg@a (Replagal™) kdBe 15 nuépeg paivetal va mapéxel To
BENTIOTO KAIVIKO aTTOTEANECHA HIE TIG AYOTEPEG AVEMOUUNTEG
evépyelec.“# Mpayuaty, n kdBapon tou GL-3 and to evdo-
OrAI0 TWV KAPSIAKWY, VEQPIKWY Kal SEPUOATIKWY ayyEiwv
ATav AUEDN, EVW UETA amd 6—12 prveg Ogpareia KATéoTn
Suvatn n amopdkpuUVOr TOU Kal amod Ta PHEcAYYEIOKA KUT-
Tapa Kal To €MORAI0 TWV VEPPIKWY owANvVapiwv.” 'Ouwg,
yla Tnv mARpn kabapon Twv mMoSoKUTTApwWY KABWE Kal Twv
KUTTAPWV Tou puokapdiou amd ta Xpoviwg CUCCWPEVEVA
YAUKOG®LYYOATTiSla @aivetal va amartteital pakpoxpoévia
Oepaneia kat mOavov peyalutepeg 600€lg @apudkou. H
gunelpia and TN pakpodxpovn mapakoAovBbnon Tng mo-
peiag Twv acBevwyv Ba dwoel Tn duvatotnta dnuiovpyiag
OePATTEUTIKWY TTPWTOKOAAWY, EISIKOTEPA OE O,TI APopPdA
OTn ouXVOTNTA XoPrynong aAAd Kat otn 800N o€ oplouE-
veg 181KEG Katnyopieg acBevwv (matdid, yuvaikeg @opeic,
aoBeveic pe TXIXNA, dtumeg mapaAAayEq).
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Juyxpovwe, n épeuva MpowBei TNV avantuén kat AANwv
HOPPWV eEEISIKEVPEVWY DEPATTEUTIKWY TIPOCEYYICEWV TNG
VOOOoU, OTTIWG N TTAPAYWYr] OUCIWV TToL Ba avacTéEANOUV TN
olvOeon Twv yAukootyyolmbiwv? rn Ba avfdvouv tn
SpaoTIKOTNTA TNG UTTOAEIMMATIKIG a-yahakTiloddong A%
Kal Ba purmopouv va SpAcouy EiTe CUMTTANPWHATIKA OTNV
ev(UUIKN] uTToKaTAoTaon &ite wg povoBeparneia. Kupiwg
SUWG ETKEVTPWVETAL 0TN YoviSlakn Bepaneia Tng véoou
gpodiafovtag Tov acBevr pe Aertoupyikd yovidlo yia to
évQupo a-yahaktoliddon A, yeyovog mou Ba odnyoloe
OTNV OPIOTIKA €MiAvon Tou TTPOLRAAMATOC.]

H EAAHNIKH EMMEIPIA

Mepovwuéveg avagopég yia tn voéco tou Fabry otnv
EAMASa yivovtal Toco otnv eAAnVIKy 6co Kal otn S1ebvn
BiBAoypapia. H mapovoa perétn mepihapavel oxedov 6Aoug
TOUG YVWOTOUG €wg orfjuepa acBeveic pe voéoo tou Fabry
oToV EAANVIKO XWpo (11 Avdpeg Kal pia yuvaika amno enta
ave€APTNTEC OIKOYEVEIEC).>? H AEMTOUEPNC KATAYPAPT) TTON-
AATIAWV KAIVIKOEPYAOTNPLOKWY TTOPAUETPWY OXETI(OPEVWV
ME TN VOOO apXIKA TTApEXEL TN SuvaTtdTNTA TNG TIEPLYPAPIG
NG KAWVIKNG €KPPacnG TNG VOOOU OTN XWEA HAG.

Evvéa amo toug 12 aoBeveic eppaviouv VEQPLKN CULIE-
Tox1, evw SUo amod autoug avtipeTwrifovTal e eEWVEPPIKA
kdBapon Aéyw TEXNA. Asukwuatoupia (0,3—2,0 g/24wpo)
napouotalouv ol 8 acBeveic kal N vepplikn Bloyia mou
TIpAyHaTorolOnKe o€ 5 amd autolg aveSELEE TIG TUTTIKEG
IOTOAOYIKEG AANOLWOELG OTO BLOTITIKO UALKO.

Kapdiakn cuppuetoxn Slamotwonke o€ 6 amd Toug 12
aoBeveiq kat meplehduBave appubuieg (4/12), kapSiopeyahia
(4/12), mpomtwon TnG ptpoeldoug Baifidag (2/12), evw oe
2 aoBeveic SlayvwoTnKe oTe@aviaia voooc.

Neupoloylkd cuumtwuata gpgdavifav 7 and toug 12
aocBeveic. Ad autoug, 5 mapouacialav kdamolou FaBuol
akpomapalodnoieg kat 6 diatapaxég g eidpwong. Xe
Kavévav and Toug acBeveiq pag dev Siayvwotnke n umapén
OPOUPWTIKWY 1} AIMOPPAYIKWYV EYKEPANKWV EMEICOSIWV.

H xapoKTNPIOTIKY) CUPIETOXT TWV 0POaAUWY amodeixOnke
o€ 8 aoBeveig, evw 3 aoBeveic epgaviCav kat mpoAnuata
akonG. TENoG, ayyelokepaTwpata Slamotwonkav o 8 ano
Toug 12 aobeveic.

O1 11 aoBeveiq éxouv evtayBei oe Bepameia evUUIKNAG
UTTOKATAOTAONG KAl N CUVEXNG TTapakoAouBnon tng mmo-
peiag toug Ba pag dwoel tn duvatdTnTa eKTiUNONG TNG
e€€MENG TNG vooou tou Fabry otn xwpa pag aAAd Kat Tng
ATTOTEAECPATIKOTNTAG TNG Ogpamneiag.
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Fabry’s disease
A. ANDRIKOS
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Fabry’s disease (FD), an X-linked hereditary metabolic progressive disorder, is due to low or absent activity of the en-

zyme a-galactosidase A. Human a-galactosidase A is the lysosomal exoglycosidase responsible for the hydrolysis of

terminal a-galactosyl moieties of various glycoconjugates. The major debilitating manifestations of Fabry’s disease

resultfrom the progressive accumulation of globotriaosylceramide inthe vascular endothelium, leading to ischemia

andinfarction, especially in the kidney, heart, and brain. Although the disease presents in childhood and culminates

in cardiac, cerebrovascular, and end-stage renal disease, diagnosis is often delayed or missed. With the availability of

enzyme replacement therapy, promptdiagnosis and treatment of Fabry’s disease have assumed new importance.

There is no comparable alternative to enzyme replacement therapy for this devastating, progressive disease. Future

research should address the development of protocols for early diagnosis and optimal enzyme protocols for the re-

versal and maintenance of the underlying pathology of Fabry’s disease, especially for children and for patients with

compromised renal function and those with cardiac disease.

Key words: a-galactosidase A, Lymphedema, Proteinuria
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