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H véoog Fabry  aMuwg Anderson-Fabry givat pia omna-
VIa VOOOG TOU PETABOAICHOU Twv o@lyyohmbiwy, n omoia
KANpPovopeital ue @uloolvdeto Tpomo. Ogeiletal otnv
EMeWYN TOoU Aucoowpatikol gv(Upou a-yolaktoolddon
A. ArtotéAeopa NG ENAEIPNG AUTAG €ival N cucowpeLon
adidomaotwyv YAUKoo@lyyoMmSiwv Kal KUpiwg Tou o@alpo-
Tplaluikepapudiov (Gb3) og Siagpopoug 1IoToUG Kal KUTTAPA,
TEPINAMUPAVOUEVWVY KAl TWV AUCOCWHATWY. YTTAPXOUV
SLAPOPETIKEG PAIVOTUTTIKEG TTAPAANNAYEG TNG VOOOU TOU
Fabry avaloya pe ta 6pyava mou ipocsfaliovtal, Kabwg
Kal TNV NAKKia évapéng Twv CUMTTWHATWV.

2Tnv mapovoa pyacia TMEPLYPAPETAL N TTEPITTWON
KapOIaKNG TTapaAAaynG TnG vooou Fabry pe apxikry ekdn-
Awon mpwTteivoupia. Me TNV gukalpia auTr €ylve Kal pia
ouvTtoun avackomnon tng BiBAloypagiag oe oxéon Pe TNV
KapSlakr Tapaliayn).
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MAPOYZIAZH NEPINTQXZHZ

Mpodkertal yia dvdépa nAikiag 41 €Twyv, o omoiog €loixOn otn
Neg@poloyikn KAvikn Tou levikov Noookopgiou Podou yia Siepeu-
vnon Amag Aeukwpatoupiag (609 mg/24wpo), Tou SlamoTwONnKe
Yo TTPWTN QOpdA €va £€T0G VWPITEPA OE TUXAIO €PYAOTNPELAKO
€Aeyxo.

ATTIO TO ATOMIKO IOTOPIKO TOU A0HEVOUC avaPePOTAV APTNPIOKT
uTTéPTAON amo 8eTiag Kal UTTOBUPEOEISIOUOG, EVW TO KANPOVOUIKO
AVOVNOTIKO ATAV EAeVOEPO Kal N KAWVIKA €§€taon Xwpig mabo-
AoyIkd eupripata.

O a0Beviig eAdupave otabepr PAPUAKEUTIKN aywyr HE 1p-
Beoaptavn/udpoxAwpoBetalidn 150/12,5 mgx1, atevoloAn 100
mgx1, Aepkavidirtivn 10 mgx1 kat vatplovxo AeBobupoéivn 0,1
mgx1.

O gpyaotTnPLaKOG EAEYXOG KATA TNV €l0AYwYH Tou acBgvolg
Atav o akoAouBog: Ht 43,1%, Aeukd 6.290/uL, aipometaAia 248.000/
pL, TKE 8 mm tnv mpwtn wpa, oupia 34 mg/dL, kpeatvivn 1,3
mg/dL, yAukdln 75 mg/dL, K 4,3 mEq/L, Na 142 mEg/L, Ca 9,6
mg/dL, PO, 3,5 mg/dL, oupikd o0&V 6,2 mg/dL, CRP 0,05 mg/dL,
OAIKA Agukwpata 6,9 g/dL, Aeukwpativn 3,8 g/dL, ocpaipiveg 3,1
g/dL, deikteg nmatitidag B kat C apvntikoi, EAeyxog BupeoelSikwv
oppovwv Puctoloyikog, ANA, anti-dsDNA apvnTikd, peUPATOEISAG
napdyovtag, C3, C4 @UOIOAOYIKJ, TTOCOTIKOG TTPOCSI0PIoUOG AVOo-
COO@AIPIVWV PUOLOAOYIKOG.

2TO UTTEPNXOYPAPNA, Ol VEQPOI TAV GUCIONOYIKOU HEYEBOUG
Kal NXopop@oloyiag. AvTiBeTa, To nAekTpokapdioypdgnua epgaviCe
onueia uTTEPTPOVPIAG TNG APLOTEPNG KOINIAG (€1K. 1). EmmpdoBeta,
O UTTEPNXOYPAPIKOG ENeYXOG KapSIAg avédele oofapou Babuov
UTTEPTPO®IA TNG APLIOTEPNG KOINIOG HE (QUOIONOYIK) CUOTOAIKN
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Ewkoéva 1. To HKI tou aoBevoug pe tn vooo tou Fabry, 6mou ¢aivovtal
vpnAa endppata R otig amaywyég |, 11, Vs, Vs, Ve kat Babia S otig Vs, Va.
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Aertoupyia (gik. 2) (Maxog omobiou TOIKWHATOG TNG APIOTEPNAG
Kow\iag otn SiactoAn = 17,1 mm, pala aplotepn Kolhiag = 444,5
g He SuadIKA epPavion Tou evokapSlaKoU 0piou TNG APICTEPAG
KoW\iag). H opBOalpoloyikn e€€Taon pe OKOTEWVR) Auxvia NTav Xwpig
maboloyikd suprpata.

3TN yeviki €€étaon olpwv SlamoTWONKe AgUuKWHATOUPIA
Kat aipgatoupia (6 epubpd alpoo@aiptla Katd onTiko TeSio) Xwpig
M\ourd otolixeia evepyou I{UATOG OTN HIKPOOKOTNON. To AeUKwHaA
oUpwv 24wpovu nTav 705 mg, evw n kdBapon kKpeatvivng 98,4
mL/min.

310 mAaiolo Siepevivnong TNG Aeukwuatoupiag, o acBevig
urroPAnBnke og Bloia veppou. Mapatneribnkav 6 omelpduata
avd toun, Ta omoia gu@aviav Sloykwuéva TTodoKUTTapa HE
ApBovo AemTOKOKKIWSEG Kal Slavyég mpwtémiaoua (eik. 3). To
UECAYYELO, Ta evE0ONAIaKA KUTTaPA Kalt ot BACIKES HeUPBpAveg Sev
mapouacialav aAAOIWOoELG. Ta emONAIOKA KUTTAPA TWV OUPOPOPWYV
owAnvapiwv omavia eueAavi{av TPWTOTAACHA IKPOKEVOTOTIIWSEG
Kat Slavyég, evw Aiya ntav atpo@ikd. O SIdUecoG 1I0TOG TAPOUTi-
ale SiNONon and pepovwPéva HOVOKUTTAPA Kal €0TIAKY (vwon
o€ Moo00TO <10%. O avocoPBoplopodg €8e18e BeTIKN xpwon yla
TNV IgM oto peocdyyelo SU0 oTTEIPAPATWY PE KOKKIWSN KATavour.
O1 pecolofidieg aptnpieg kat ta aptnpidhia dev mapoucialav
AaA\OIWOELG. Ta TTAPATTAVW EVPRUATA NTAV CUMBATA PE TNV UTTaPEN
€vOG aBpoloTIKOU, AUCOCWHIAKOU VOOHUATOG.

Mée Bdon Tnv I0TOAOYIKA KAl TNV KAWVIKN €IKOVA, KaBwg Kal To
Aotrmé epyacTnplako EAeyxo, TEONKE N urtévola TG voéoou Tou Fabry.
AkoloUBNoE 0 TIPOOSIOPIoUOE TNG SPACTIKOTNTAG TOu gv(UUOU
a-yahaktoolddaong A oTo MAAoUA Kal oTta Agukd alpgoo@aipia.
BpéBnkav emineda onUAVTIKA XAPHNAOTEPA TWV (PUCLOAOYIKWV
oto mAdopa (0,3 nmol/mL/wpa, guaotoloyikég Tipég, OT: 4-21,
naoxovteg 0-1,3, popeic 1,7-4,4 nmolL/mL/wpa) kat ota Agukd

Eikdva 2. To unepnxoypdenua kapdidg Tou acBevoug, dmou To BEAog
SeiXVEl TN XapaKTNPIOTIKN Yla TN vOoo Tou Fabry Suadikn epgpdvion Tou
ev&oKkapSIaKou opiou TNE aploTEPNG KOG,
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Ewkoéva 3. Bloyia ve@pou, otnv omoia @aiveTtal £Ikova modoKUTTApwY
UE appwdeG MpwTdMAaoUa.

apoogaipta (1,5 nmol/mg mpwteivng/wpa, OT: 31-48, mAoxovTeg
0-0,3, popeic 13-38 nmolL/mg mpwteivng/wpa).

O poplakog €Neyxog, pe availuon Tou DNA tou yovidiou Tng
a-yaAaktootddong (GLA), Tou akohoUBNnog, amokAAUWYE tnv UTrapén
™G METAMaéNg pN215S —mmou cuviotatal oTnv avTikatdotaon
adevivng pe youvavivn otn 6éon 10135 oto g§évio 5 Tou yovidiou
GLA- emBeBawbvovtag tTn Sidyvwon Tng vooou Ttou Fabry.

AKONOUOWG, ENEYXONKAV Ol CUYYEVEIG, CUUPWVA E TO YEVE-
aloyiko tou §€vdpo, kal Bpébnkav n untépa Kat n képn Tou va
gival popei¢ TG voéoou e TNV idla petdahaén.

O aoBeviic éNafe Bepaneia ev(UUIKAG uTokatdotaong (ERT) pe
ayahoidaon B (Fabrazyme, Genzyme) 1 mg/kg Bdpoug cwpatog,
evOoPAEPLa KAOE 14 nuépeg. Eva €Tog PeTd amd tnv évapén tng
Beparneiag N Aeukwpatoupia mapapével oe otabepd emimeda Kal
n VE@PIKN AgrToupyia gival QUGCLIOAOYIKH.

ZXOAIO

H véoog Fabry givat pia ommavia kA\npovopikr Statapaxn
TOU HETAPBOAIOHOU TwV YAUKOO@IYYOMISiWwV TTOU KAN-
povopeital pe @UAOOUVSETO Xapaktripa. O@eileTal oTnV
TAAPEN i TN MEPIKA EMEIYN TOU AUCOCWHUIAKOU gv{UOU
a-yaAaktoolddong A, pe amotéecpa tnv evOOAUCOOW-
HoKn evaméBeon tTwv yAukoo@lyyoMmdiwv (Kupiwg Tou
ogalpotplalulkepapdiov, Gb3)."?

H ouyvétnta tng vooou umoloyiletal etriota o€ 1/40.000—
1/117.000 yevvrioeig appévwyv oTig HIMA kat tnv AuctpaAia,
evw) ot Bopela Moptoyalia n ouxvétnta avépyetal o€
1/833.000.° Ztnv EANGSa umoloyiletal ot 18 acBeveig
Aappavouv Bepaneia vmokatdoTaong yla vocoo tou Fabry.
To mBavoTtePo OUWCE gival OTIL N VOoO¢ LTTOSIAYLYVWOKETAL
Kal o apBuod¢ gival peyallTepPOC.
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To unevBuvo yovidio Bpioketal oTo xpwpdowpa Xg22.
Anoteleital and 12 kKioBdoelg kKat 7 e€6via, evw KwSIKo-
mol€i 429 apvoééa. Exouv aveupeBei >400 HeTANAEELS (Un
VONUOTIKEG ] TTAPAVONUATIKEG, YOVISIAKEG eTAVASIATAEELG
1} OUVOETEC LETANAYEG), Ol TIEPIOCOOTEPEG ATIO TIG OTTOIEG
gival evS00IKOYEeVEIOKEC. ZTTAvia €xel TapaTtnpnOsi de novo
METAANNAEN, XWPIG OeTIKO OlkoyevEIOKO IOTOPIKO.?

H evamnéBeon tou Gb3 mapatnpeital oto evéoOrAio Kat
Ta Agia pUiKA KUTTAPA TWV TPIXOEIO WY, 0TaA YAYYALa Kal GTa
KUTTAPA TTOAWV I0TWV (KEVTPIKO VEUPIKO cUoTNUA, Kapdid,
VEPPOI, TveuoVeG, o@BaAuoi). H oucowpeuon Tou umooTpw-
HATOG 0TO ayyelako evoOnAio Tpokalei UIKpoOpouPwoelg
Kal MIKPOEUPBOAEG, Statapayuévn ayyeloSpaoTIKOTNTA Kal
€VTOoVN AYYEIOOUCTIAON UE TEAIKO ATTOTENECHA TNV TOTTIKA
loxalpia (véoog pikpwv ayysiwv). Ot loTtikoi avtidpaoTikoi
pnxaviopoi (eAeypovwdelg, VEupoopUoVIKoi) odnyolv oe
UTTEPTPOYIA, ivwon Kal OKARPUVON, e TEAIKO aTTOTEAECHA
TNV AVEMAPKELA TOU OPYAVOU.

H kAwvikry glkova tng vooou Fabry mepihapfdvel tnv
KAQOIKN) HOP®N KAl TIG TAPAANAYEG TNG vOoou (Tiv. 1).

TNV KAACIKA HopP®N TNG VOOOU, N CUUMTWHATOAOYIa
ekSnAwvetal amd TNV TASIKA | TNV TTPWIUN €pnPIKn
nAkia kat mephapPdavel akpomapaloOnoieg, ayyslokepa-

Mivakag 1.'0pyava mou mpooBdlovtal ot vdoo Tou Fabry kat avtioTtotyeg
KAIVIKEG EKONAWOELG.

KNX Akpomapaiodnoieg, OpouPwoelc-AEE, omaopoi,
EYKEPOANIKN aoppayia, iAlyyog-eupoég

ANX OpBooTtatiki undtaon, unoidpwaoia-avidpwaia

O@pBahpoi @oAepotnta-SuoTtpopia kepatoeldoug (cornea

verticilata), eAikwon ayyeiwv emmepukoTa Kat
AUPIBANCTPOEISOUG

Kapdia Yneptpoia AK, SitaotoMkr Sucheitoupyia
AK (unrepTPO@IKN pUOKAPSIOTABELD),
apPTNPLAKNA UTTEPTAON, APPUBUIES, avemdpKela
ptpoeidoug, Sidtaon aviouoag aopTAG,

otepaviaia vooog

Mvevpoveg ATTOQPOKTIKH TIVEUOVOTIABELD

Negpoi loooBevoupia, AeUKWHATOUPIA, UIKPOOKOTIIKH

alpatoupia, VEQPLKN avemdpKela

KotA\lakd dAyog Jetd tn oition, vautia-€ueTol,
Sidppoleg, duocavedia oto Aimog

laotpevtepikd

Aéppa AyyelokepaTwpata

18pwtomoloi- Ynoidpwoia-avidpwaia, pelwpévn mapaywyn
olehoyovol adéveg Olé\ou

Yuyikég Slatapaxés  Katdbawn

Evdokpiveic adéveg  YTTOKAVIKOC UTToBUPEOEISIoNAC, OAyOOoTIEQIQ,
Slatapayn euurvou puong-duoTtokia,

UTTOAEITOVPYIO TOU PAOLOU TWV EMVEPPISiWV

KNZX: Kevtpikd veupikd ouotnua, ANZ: Autovopo veupiko clotnua, AEE: Ayyelakd
€YKEPOAIKO Mel06810, AK: AploTepd Kothia
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Twpata, Siatapaxég amd Toug oeBaApoUg kal uoidpwaia-
avibpwaoia.

3TIC QALVOTUTTIKEG TTAPAANAYEC TNG VOoOU (Kapdlakr,
VEPPIKN), TA CUUMTWHATA gu@avifovTtal o OYIUn nAKia.
Xapaktnpifovtal and umoAetmopevn ev(UUIKR Spaoctnpt-
otnTa TNG a-yaAaktootddong A (>1%). H kapSiakry cuppue-
ToXN Xapaktnpifetal and tnv gupdvion kapdlopeyaliog
o€ oYU NAKia. ATTOTEAED ONUAVTIKO AiTIO UTTEPTPOYIAG
NG aploteprig Kotiag kat ouvodou puokapdlomdbelag.
Oplopéveg KAIVIKEG peNéTeg avedelfav OTL To 6-12% Twv
aocBsvwy, nAikiag >40 eTwy, mou mapouactdlouv 15101adnr
UTTEPTPOPIKN HuoKapSlomdBeia mdoyxouv amd tn vooo
Tou Fabry.s Yndpxouv OpwG Kal HENETEG, OTIC OTIOIEG N
OuXVOTNTA TNG KAPSIAKAC CUUMETOXNG €ival omavidtepn.
JUYKEKPIUEVQ, O€ pIa LEAETN 508 acBeVWV UE UTTEPTPOPIKA
puokapdilondbela, nAikiag 58+16 £€tn, n cuxvotTnTa VOOOU
Tou Fabry fitav 1%.” EmmAéov, o€ pia ToAadTePN HEAETN TTOU
€ywve otnv lanwvia og 230 avdpeg aoOeveig pe utepTpoPia
aApLOTEPNG KOINag oTo umepnyoypd@nua Kapdidag, 1o 3%
opeINdTav o€ Kapdlakn mapaAiayn Tng vooou Fabry.?

Ava@OopPIKA PE TNV KapSIaKr] CUMUETOXH TG VOOOU TOU
Fabry, unidpxet pia peydAn eupwTTaikr) TTOAUKEVTPIKN HEAETN
oTnNV omoia cuYKeVTPWONKav 6Aa Ta Slayvwouéva Teplota-
TIKA TTOV fiTav Kataysypappéva otn Bdaon dedopévwy (Fabry
Outcome Survey).? MeAeTHONKE N TTOpPEia KAl n MPOyvwaon
AUTWV TWV TIEPIOTATIKWY armd to 2001-2005. Ano éva ou-
voAo 714 aoBevwv pe KapSlakry CUMPETOXN, 378 aoBeveig
(254 yuvaikeg kat 124 avdpeg) dev ehaupavav Beparneia
urokatdotaong, evw 336 aoBeveic (115 yuvaikeg kat 221
Aavbpec) Bpiokovtav uno Beparneia. Ta cuumepdouaTa ATav
Ta akoouBa: (a) Na Toug acBeveic mou eAdpPBavav Beparneia
€vQUHIKNG UTTOKATACTACNG, N CUXVOTNTA TWV CNUEIWV Kal
TWV CUUTTTWHATWY and Tnv kapdid (duomvola, otnBdayxn,
aicOnua TTAAPWY, TEKUNPIWUEVN appubuia, Slatapayéc tng
aywyng, umeptpogia aplotepric Kothiag, BarpBidomndbela)
tav n idla kat yia ta Vo EUAA, AANA OTIG YUVAIKES EU@A-
viCovtav og peyaAUTePN NAIKia. AVTiBeTa, avag@opikd PE Ta
OUYKOTITIKA €TEIO0OS10, TO €UPPAyUa Tou puokapdiou Kalt
TNV avaykn tonoBétnong Bnuatoddétn dev unipée NAIKIOKA
Stapopd. (B) Ot acbeveic mou dev eNdufavav evluuikn
Beparmeia mapovaialav mapdpola cuxvoTNTA CNUEIWV Kal
CUMMTTWHATWY aTtd TNV Kapdid, evw N nAIKia évap&rig Toug
rtav mapopola Kat yia ta 0o @UAa. (y) Ztoug acBeveig, yia
Toug omoioug NTav Siabéoipa unmepnxoypagika dedopéva,
BpéOnke umepTpOPia TNG APLOTEPNG KOWNiag 0To 33% Twv
YUVALKWV Kal 0TO 53% Ttwv avSpwv. (8) ATTO Ta TTEPIOTATIKA
TToU avaépOnkav kataypdg@nkav cuvoAikd 113 Bdavatol,
TO QITIO TWV OTToIWV ATAV WG ETTi TO TTAEIOTOV KAPSIONOYIKO
OTIG YUVAIKEG, VW 0TOUG Avdpeg ol Bdvatol oxetiovtav
MEPLOOOTEPO UE TENIKOU O0TASIOU VEQPLKN AVETTAPKELQ.
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EldikdTEPQ, N petdAAa&én N215S mapatnpeital otnv
Kkapdlakr) mapaiiayr} TnG vocou Ttou Fabry pe ocuvriBwg
OxtL oofapn ENewpn tou evlUpou a-yahaktoolddon A kat
KOTA OUVETTEID PE OXETIKA Nmmia MPoofBoAry. Ot acBeveig
avtoi éxouv fma KapSlaoKry AVEMAPKELQ, amouacia Twv
KAOQOIKWV KAWVIKWV eKSNAWOEWV TnG voéoou Ttou Fabry,
KABWG Kal VEPPIKH CUMHETOX UE AANoTE Ao BaBpou
AEUKWHOTOUPIA Kal ATIIA VEPPIKN] AVETTAPKELQ.

Mpoopata, SnpooielTnke TepimTwon acbsvolg otov
omnoio Siayvwotnke kapdlakr mapariayr Tng vooou Fabry
otnv nNAkia Twv 75 etwv.’’ H Sidyvwon tg vooou tou Fabry
TEONKe pe vepikn Blovia, pétpnon tng SpacTIKOTNTAG TOU
evQUuou a-yolaktoolddon A ota AgUKOKUTTOPA, KABWG
Kat avaiuon tou DNA, n omoia kat avédel€e Tn petdAaén
N215S, épota dSnAadn pe tn HeETANA&N Tou BpEObnke Kal
oto 81k pag acBevn. e avtiBeon OPWC PE TN CUYKEKPL-
HéVN, KABWG Kal ANNEG TIEPLYPAPEICEG TTEPIMTWOELG KAapSia-
KNG Mapalayng, o SIKOG pag acOevng gixe TOAU XaunAn
SpaoTtikdéTNTa Tou ev{Uou a-yalaktoolddon A, n omoia,
Aoyika, €émpeme va ocuvodevetal amd Papltepn KAWVIKA
elkova. Map’ 6Aa autd, o aAVOTUTIOC Tou aoBevolg dev
oupRadile pe To YOVOTUTIO TOUANAXIOTOV GO0V apopd oTNV
KapdSlakn Aertoupyia. AvTiOeTa, N VEQPIKI) CUUPETOXN HE
TNV ekSAWoN MPWTEIVOUPIag XWPIG VEPPIKT AVETTAPKELQ
amoteAei oUVNOEeG eVPNUA TWV gV AOYw aoBevwv.

MaAaidtepa, n vooog Fabry Bewpeito onupavtikd aitio
OTEPAVIAIOG VOOOU, av KAl TA KATAYEYPAUMEVA TTEPIOTATIKA
OTO OTTOIa XPEIAOTNKE EMAVAYYEIWON TWV OTEPAVIAiWY ATAV
Kal gival ehdxlota. Eidikdtepa, ol aoBeveic pe kapdlakn
CUPHETOXN TTapouctdlouv auénuévo KivOUVO KOATTIKWV
ApPUBIWY AdYw evamTOBEoN G UTTOCTPWATOC OTOV APLOTEPO
KOATTO e emMakoAouOn Sidtaor tou. EEGANov, n evaméBeon
oplyyoMmdiwv otig kapdiakég BarBideg amotelei artia
ivwong kal aoBeotomnmoinorg Toug. QoTtdo0, ot AAOIWCELG
AUTEG OTTAVIA €XOUV OOPBAPEC AIUOSUVAUIKEG CUVETTEIEG.

Ot Bdavatol anmd KapSloAoyIKd aiTio amoTteAolV TNV
mpwTn aitia Bavdtou o€ yuvaikeg pe voco tou Fabry kat
™n Seutepn atia Bavatou otoug Avdpec. H Uapén kap-
SlaKNG UTTEPTPOYIAC ATTOTEAEL KAKO TIPOYVWOTIKO ONnUEio.
Agv gival OpwG YVWOoTO €dv 0 €AEYXOG TNG APTNPLOKNAG
mieong Kal n otaBgpormoinon NG VEPPIKAG Asrtoupyiag
MITOPOUV va KaBUOTEPHOOLV TNV EUPAVION UTTEPTPOYPIAG
TNG ApPLOTEPNG KOIAIaG.

‘Ocov apopd oTn VEQPIKA CUULETOXN, N TTPOOSEUTIKN
CUCOWPELCT TWV OUSETEPWV OPLYYOMTTISIWY OTO VEPPIKO
lOTO 08nyei o€ KeEvoTOTiWwoN Kal TTAPOUGia EYKAEICTWY OTO
KUTTAPOTTAACHA OAWV TWV TUTTWYV TWV VEPPIKWY KUTTAPWYV,
KaBWg Kal ota ev60ONnAlakd KUTTOPA TWV AIMOPOPWV ay-
YEiwV Tou veppou. Kupiwg mpoodAovtal ta modokuttapa
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Kal Ta emONAlakd KUTTapaA TNG AYKUANG Tou Henle kat tou
Anw omelpapévou cwAnvapiou.

XapaKTnploTikd eUpNUA 0T MIKPOOKOTINON ToL t(ripa-
TOC TWV oUPWV ATTOTEAOUV Ta otayovidia Airmoug, Ta omoia
TIPOEPXOVTAL ATTO TA ATTOTTEMTWKOTA EMONAIOKA KUTTAPA TWV
anw ocwAnvapiwv.’” Emiong, ival XapaktnpIloTIKI N TTapousia,
HE auénpévn cuxvoTNTA, TTAPATTUENIKWV KUOTEWV.'%™3

Ol MPWTEG VEPPIKEG EKONAWOELG gival n 10o0oOevou-
pia’™ (omavia avanTuooeTal VEQPOYEVNG dmolog StapnTng,
anw veppoowAnvaplakry oféwon 3 ouvdpopo Fanconi)
KAl N MIKPOAEUKWMATIVOUPIa. XTnV mopeia Tng vooou,
ouxvotepa otnv Tpitn dekaetia tTng (wng, avamtuooeTal
AgUKWUATOUPIA CUVABWC KN VEQPWOLIKOU TUTIOU, N omoia
umopei va ocuvodeUeTal amd HIKPOOKOTIIKY aAlaToupia.
Jtoug acBeveic xwpic Oeparmeia ummokaTACTAONG EUPAVI-
{eTal VEQPIKN aveMApKela oTNV 4n-5n SekaeTia, n omoia
otadlakd e€eicoetal og TEAIKOU oTadiou Xpoévia VEQPIKNA
avendpkela (XNA) petd amo 1-13 €tn.’>’

H Beparmeia ev{UUIKAG UTTOKATACTAONG, N OTTola EPAP-
poletal ta televTaia £tn, Slagoporoinoe TNV MopEia Kal
NV Mpoéyvwon tTng vooou.

H evQuUIKN) uTToKaTAOoTAON EAATTWVEL TOV Kivduvo peilovog
enelcodiov (Ve@pikov, kapdlayyelakou 1 amod To KEVIPIKO
VEUPIKO 0UOTNHA) O€ TTOOOOTO >50%. Odnyei o oTabepo-
moinon NG VEPPIKNG AEIToupyiag Kal TnG mpwTteivoupiag,
e\dttwon NG palag TNG aploTePn Kolhiag, Beitiwon tng
€EVOOKOINIOKN G aywyludTnTag,”” eVvd) oaloTolei Ta emimeda
Tou Gb3 oto nmA\doua.

Avatopomaboloyikd, mapatnpeital eEANeIPN TWV eva-
moBéoewv amod 1o ayyelakd ev8oONALo Kal Ta TTEPIOCOTEPA
VEQPIKA KUTTAPQ, 82 KaBW¢ Kal EAATTWON TWV evamoBécewv
o010 puokdpdio. Ta amoteAéopata auTd yivovTal TTEPIoco-
TEPO gugpavry, 6tav n Bepaneia apyifel oe 6co to Suvatdv
MO MPWIHO oTAdI10.

O1 aoBeveic mou nmaoyouv and XNA tehikoU otadiou
WEENOLVTAL ATTO TN UETAROOXEVON VEPPEOU, APOU N VOCOG
Sev unotpomddlel oTo pooxevpa.?’ %

3TO TIEPIOTATIKO TTIOU TIEPLYPAPNKE, €ival duvati n
ETMOAUAVON TOU OTOIXEiOL TTou avadelkvUel TNV 1B1aITE-
POTNTA TOU Ot Oxéon e TNV umdpxouoa BiBAloypagia
KOl aVa@EPETAL OTO YeYovog OTL, mapadodwg, pnolovotl
OTIC TTEPLYPAPEICEC TTEPITMTTWOEIC KAPSIAKNAG TTapaiNayng
ol aoBeveic mapouotdlouv pétpla pelwpéva emimeda Spa-
oTIKOTNTAG TOU €V(UUOU, O CUYKEKPIPEVOG AOOEVNG, EVW
gixe 181aitepa xapnAd emineda dAga-yalaktoolddaong A,
mapouaciale NITA KAIVIKA €IKOVA.

EmnpooBeta, n véoog tou Fabry mpénel va cuvumno-
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NoyiCetal otn Slapoplkr SIAyvwon o€ MEPIMTWOELS ME
AEUKWMATOUPIA, OIKOYEVEIOKO IOTOPIKO VEPPOTABDEIQG
Kal amouacia aptnplakng uméptaon. H mbavh Siayvwon
NG €ival daitepa onpavtikn, do6sgiong tng Stabéoiung
Oepareiag umokaTAoTAONC.
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Cardiac variant of Fabry’s disease with low
residual enzyme activity

C. PALIOURAS,' G. APERIS,' L. NAKOPOULOU,?
A. ARVANITIS," A. ZERVOS," N. KARVOUNIARIS,'
P. ALIVANIS'

'Department of Nephrology, General Hospital of
Rhodes, Rhodes, *First Department of Pathology, School
of Medicine, National and Kapodistrian University of

Athens, Athens, Greece
Apxeia EAAnvikng latpikric 2010, 27(5):828—-833

Fabry’s disease is an X-linked lysosomal storage disorder
in which deficiency of the hydrolase alpha-galactosidase
A in the lysosomes result in accumulation of globotriao-
sylceramide in various cells and tissues. Several hundreds
of different mutations in the alpha-galactosidase A gene
have been described. Multiple organs may be affected and
there are many clinical variants of the disorder. The diagno-
sis is often delayed by more than ten years. The prognosis
depends on the organs affected, the age at onset and the
time of initiation of enzyme replacement therapy. A rare
case is reported of Fabry’s disease presenting with protei-
nuria, which initially gave the impression of glomerulopa-
thy. Renal biopsy revealed changes consistent with lyso-
somal storage disorder and subsequently, the activity of
alpha-galactosidase A was found to be low in the plasma
and leukocytes. DNA analysis showed the N215S mutation
in the gene for alpha-galactosidase A, which characteriz-
es cardiac variants of Fabry’s disease. The patient received
treatment with agalsidase 3 which resulted in stabilization
of his renal function.
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Key words: Agalsidase 3, Alpha-galactosidase A, Cardiac involve-
ment, Fabry’s disease, N215S mutation, Proteinuria
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