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H kapdiakn ouppetoxn eivat auyxvi ot vooo FABRY kat oxetiletal pe voanAeieg yia otnodayxn, taxuappub-
Uieg Kat kapdlakn avemapkela. H apyikn rapouaiaar mg vogou eival apanAavnTikr, EMKAAUTTTOPEVT arnd
TIG AAAeC eKONAWOELG TG, LE AMOTEAEOUA va KABUOTEPNOEL 1] Dldyvwan S Kat 1 €vapén e Bepaneiag.
Mapouatdloupe pia mepimtwon vooou FABRY ata mAaiota diepeuvnong Yreptpodkng Muokapdlondselag
0€ veapo aobevn pe vePpIKr averdpkela kat oulntdue ta supfiuata KAeWLd me vooou Kat ta teleutaia
OedOEVA OXETIKA [IE TNV AVTILETWITLON KAl TV TPOYVWoN M.

véooc FABRY eivor po omdvia
H dLataoyn MICOCHUATIOV oL

ogeihetal ot pueLouévn doa-
OTROTNTO TOV EVEVHOU O-YOohaxTOOLOAON
A(a-GAL-A) pe amotéheopo. OVOOMOEV-
on TOV YAUROOPLYYOMITLOIMV %ol ®VEimg
¢ globotriaosylceramide (GL-3) oo Av-
coowudrio. Tov xuttdeov (Ewdva 1). Av-
6 mpoxraAel (voon nau duolertovyia ®vu-
0lg RUTTOQHAMV UEUPEOAVAV RO EXONAD-
oeLg amtd molhd dpyava tov odpatog (Ei-
rova 2). H napdionn ovppetoyy ot véoo
FABRY megihaufdvetr vreproogia ToL-
XOUATOV 0QLOTERTS ®OLAlaS, Tov-Boodu-
apovBuieg, BarpLdmi véoo rupimg uttpo-
€10010g, 00T #aL oteaviaia vooo. Io-
povoidtovpe pa mepimtmon vooov FAB-
RY ota mhaiowe diepetivnong YmeQroogt-
#1ig MuoradiondBelag oe veao aobevi
WE VEQOLXY OVETAQUELN TOV amodedel-
xOnre teAnd pe péronon g dpaoTLrO-
TNTOC TOV EVEVUOU 0TO TAGOoUa. ®o ouln-
TAUE TOL ONUOVTIXOTEQA EVEHUATA OTTO TO
LOTOQWXG, TV ®Avixy eEETaon now QY0-
ot oLand €heyyo mov Ba TEEmEL VAL EXTL-
UMOEL 0 ®KAMVIROG LOTOOS OTE VOL UnV OLoi-
QUyeL M OLdyvmon g voéoov.

Mapouciaon nepioTarikoy

AoBevic etddv 45 mpooexountoBn oto
Tuqua Emeryoviov Ileprotatiradyv
(TEIT) Adym MmoBupirot exelcodiov pe
TOVIXOUG OALOUOVS UE ATDAELD OVQMV
oLpvidiag mpoofoinc. Katd v xAvi-
%1 eE€taon magovotdlel mypdtta 0€p-
natog prevvoyovav, S1 S2 =g, puolo-
AOYLRO avOaTveEVOTIXRG YPLOvoLoua, oo
%ot oAy ®@. Nevpohoywnn eE€taon
ywEig maboroywnd evpiuoata. Zta TEIT
€ywe emelyovoa CT gyrepdhov otnv
omoio dev mapatennrav Taboroyrd
evonuata. ZTov €QY0OTNOLOXS EAEY-
o mopatnenOnxre avaipia (hb=7,0,
hct=22,6), cofoon veperj averdoreLo
ne ovvodés vreprahopia (K=6,2). O
000eviig eLofyOn oty maBohoyirn xAt-
VI aQYLXd.

Koatd ) voonkeio tov omv mabolo-
vyt xAvint] o aoBeviic eT€0n oe eEwve-
pown ®aBagon xou dievegynibnxe 2n CT
eYrEPALOV OTOL TAOOLO dLEQEVVNONG TV
0QYHDV OTACUMV OTNV ool dEV TaQO-
™moNOnxrav Tobohoywmd evoruata.

Tyv 10n péoa tng voonheiog tov o
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Globotriaosylceramide (GL-3)

@—'—

Lactosylceramide (GL-2)

Ewdva 1. Metafolnds dpduog g globotriaosylceramide (GL-
3).

a00evg TaEOVOiaoE ETELOGOLO CUOPXTIXOY Bw-
ponxoU dAyouvg didorerag 10 Aemtwv pe ovvodd
ePIOQMWON 1oL NAEXRTQORAQILOYQOPLRES AMAOL®-
oelg (dratagayés enavaTordoews 010 TEAGoHL0
tolywpa) (Ewodva 3) xow o aoBevig netopepbel
oV ®oedoroyLxry ®Avixry yia Tagoxolovdnon.
Koatd ™ voonhela tov o acBevng 6ev magov-
otaoe TOQOUOLO CUUTTOUATOAOYIOL RAL OL BLoynut-
®o( delnteg frtav aEvnTLROl YLa puoradiart| PAd-
Bn. Ztov vreonrapdioypapind éheyyo (Ewdva 4)
OV €YLVE TAQATNENONHRE CUYREVIQLRI VITEQTQO-
@lo TOV TOLYOUATOV TS 0QLOTEQAS ®OLAlaS Y mElg

atdPEAEN Tov X WEov eEGO0V TN oL LE RO K-
VHTROTNTO TOLYOUATWV, NEYAAOS 0OLOTEQOS HOM-
oG, Yol wteoeldng Parpida ne o draguyy,
ovemdoxrela 0.0QTvNg Parfidag 2/6 nat dtooTolL-
%1 duohertoveyia THmoV TOQATETAUEVNS Y dlaonc.
Eté0eL Holter puBuov oto omoio dev mapatnondi-
1OV EVENUATAL.

ASY0 TV TOQATAVED EVENUATOV OTOV 0L0OEVY
OLeveynOn mo evdeleyng vAVIROEQYAOTNOLOKRAG
Eheyyoc. ITo ouyrexQuuéva 0rd 10 OTOULRG LOTOQL-
%0 dLamoTdON®e VToLdQWOla %ol ETELOOILA ArQO-
TOALOONOLWY OTO ®ATW AREA RUQIWS AT TNV TTALL-
o) nhria. Amé v emoxndmnon coatnendiray
OYYELOXEQUTDUATO GTO VITOYAOTOLO RALL TLS UNQO-
BovBwvinés xwoeg (Ewmdva 5). Zntibnre opbak-
nohoywrn extipnon oty omoio diamiotdbnre 0TQO-
Brhoeldric repatomdbera, aQyouevog omiotiog vo-
HOPLROS HOTAEEAXRTNG (OIrNV axTiveVv TQOY0V), QU-
OLOMOYLHO OTTTLRG VEVQO, ROl ALVEVQUOUOTO (PAEPWV
tov BuBov tov opBaiunoy xwels awpmoppayia (Ewnd-
va 6).

Ané tov acBevi MjeOnrayv delypata alpatog to
07t0{0L OTTECTAAN OOV O ELOLXG EQYCLOTHOLO YLOL TH UETON-
o1 ™S OQOOTRATTOS TOV EVIUUOU O-YOAOXTAOLOGON
A(a-GAL-A) nouw 0 aoBeviig daxouiotn oe tortopfdd-
WO EVTQO YLOL OTEPOVIOYOOPKS ENeyy0 (dev apoTy-
oNnrav xorTrég oAAOUDOELS OToL OTEQOVLIOLD. Oy YE(D).
To amoteAéOUATO TOV £QYOOTNOLAROU EAEYYOU NTAV
ovupord ue véoo FABRY (Ewdva 7).

Ewova 2. Zofapn evdodnhaxy ovyrévipmon g globotriaosylceramide (GL-3).
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R1% GBS Cl2 ll! R19, G238 C12 A1l

1:CARDIAC EEL] DVA: 100%

Ewdva 4. ECHO %00d1dg tov 0,00V 610U TOQATNQETOL CUYREVTQLRY VTTEQTQOMICL TG 0LQLOTEQNS KOLALOC.

Ewova 5. AyyeloneQotduoto otig tneoRovpfmvinég Ywees mTov
TOQOTNQETOL XAQOKTNELOTLRA 0T véoo Fabry.

Ztov aoBevn ovveotOn €heyyos DNA xoBdg
emiong €heyy0g ToU oVYYeVIXOU TOV TEQLRAMMOVTOG
vio véoo FABRY. An6 tov €heyy0 Tov ouyyeVIroU
ToU TEQLPAAALOVTOG dLamiotaOnre GTL 0 UNTEQQ TOV
000evoug elval popéag #aL 0 adepEog Tov dev Td-
OyEL, VO 1 adeo®t] Tov dev dExONre mEQUUTEQW
Eheyyo. O aoBevig tpa tiBeTon 3 popés v efdo-
uado o€ eEwvepELnt ®ABOQON KOl OVOUEVETOL VOL TE-
B¢l o¢ Bepameia pe ayaholddon-f.

O a00eviig voonhevtnre yio 2 ood otV ®adLo-
Aoy vhviry AOY® ROATIHI|C HOLQUOQUYNS UE Toyela,
OLMOXT] AVTOTTGROLON TV 0Ttol TOQOVGTOoE HOTd
™ dudpxera T awpordBagons. H xohmnt poouo-
ouyn avatdyOnxe pe evOopAERLa xooqynom aumdo-
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Ewova 6. Avevpiouata ghepv tov fubot tov opBaluot ywoig
OLUOQEEAY(0L TTOV TORATNQETOL YAUQOUXTNOLOTIRA 0T VGoo Fabry.

oadvns. Tia ) drationon tov phePoxropprot pubuoy
xoonynomxe ammdaodvy.

210V VITEQNXOTOUOYQAPIXO EAEYYO dLOTLOTMON-
%E UEYAAOC 0QLOTEQDS ROATOG, OUYREVIQLRY VITEQTQO-
@lo TOLOUATOV 0ELOTEQNS KOLAIOS X WEIS OTTGPEAEN
TOU X0V €EGJOV TG ne naA CUVOMAKY HIVNTLRG-
™o, xoAae 1edotia Yhmyiva uiteoeldols pe fmo
dragpuyn xal averdorela 0oTrng paipidoc uetoi-
oV Babuoy. ZvyroLTind (e TV TEMTY VITEQNYOTOUO-
voapxn uelétn dev mapotnenOnre emdeivoon g
VITEONXOROQILOYQaPLRNG EOVaS Tov 0.oBevoig (Et-
%nova 8).

Zulitnon

H véoog FABRY eival pia gpuhoouvdetn dtatapa-
X1 TOV AUCOOHUOTIOV %ot OPEILETAL OTN UELWUEVY
dpaotrdmro Tov evivpou a-yorantaotddon A(a-
GAL-A) nou yopoxtnoiCetor and mpoofoiy mToM®V
opydvov (Ewdva 9).
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EpyaoTtnpiakég ‘EAgyxog

‘Evqupa
a-lahaktodiddon (mAdopa): 0.03 nmoles/mli/hr
K.¢.: 4.0-21.0 povadeg
médoyovteg: 0.0-1.3 povadeg

(AeukokutTapa): 0.3 nmoles/mg Mpwt/hr
K.¢.: 31.0-48.0 povadeg
médoyovteg: 0.0-0.3 povadeg

B-e€olapvidoon (TTAdopa): OAikA: 0.601 pmoles/mi/ht (*)
K.¢.: 0.45-0.95 povadeg

B-FaAakTogiddon (Aeukokuttapa): 100 nmoles/mg Mpwt/hr (*)
K.¢.: > 100 povadeg

(*) MetprBnkav wg évqupa eAéylou TToIGTNTOG TWV DEIYUATWV.

TupTrépacpa:
Ta Tapamdvw euprpata gival gupBatd pe véoo Fabry

Ewove 7. Ta amoteAéopota Tov €QyaotnoLOxol eAEYYOV TOV
aoBev.

Ou mpdteg exdnhddoeig apyiCovv amo v moL-
o Mhria xou meprhaupdavovy emelcddia axpo-
TOQALOONOLOV, AYYELOREQUTWUATO, VITO-0LVLOQW-
ola not otpofrhoeldng repatondBera (Ewdva 10).

Ou oofoapéc pAdpes Tng véoou exdnidvovtol
ot 3n M 4n dexraetia e Cong xou TeQLhaufdvouv
ayyeland eyne@alind exeloodia (LoYoLuLrov rot
OLLOQQEOAYLXOU TUTOV), VEPQOLKY AVETAQAELD, XQO-
VIO OLITOMQAXTLRY TTVEVUOVOTTADELD, VITEQTOOPLUY
wvoxapdlomdbera, TeEQLOQLOTIXOY TUTOV HUOXOQ-
dromdfela, avemrdoreLd ULTQOELd0UE ®al 0LOQTNG,
dratapayéc ovbpov (foadvagpubuiec, Tayvap-
ovBuleg rohmoxrolhiaxol amoxrelonol) rot oTeQa-
viaio v6o0g.

H vreptpopia tov touyoudtmv agloteeng ®not-
AMog ue ovvodo farfrdwn vooo oyetiCetal pe ™
cofagotnta g ®aediaxng mpooforig ot vo-
oo FABRY. H vreptpopia thg 0ptoteeng ®othlog
ovviiBwg dev OUVOEETAL LE ONUOAVTLRY] OVOTOALKY
now dtaotolxri] duoheltovyia. X HETOYEVEOTEQN
0TddL0 TN VITEQTEOPLOS, aiENoN ¢ TehodLaoTo-
Muijg mieong odnyel oty otadiaxnt uetwon g di-
0.0TOAMXN S TAM]QWONG, UE ATOTELECUA TN HElmON
TOV OY®OV AoV ®al TS ®oedLoxris mapoyxns. H
OVEENYNTN VITEQTEOPIN TOLYWUATMY TNS AOLOTEQNC
®olhiog og veapd dropo pue ovvimaEn dAhmv gu-
ONUATOV TEETEL VO EYEIQEL TNV VITGVOLA THG VOOOU
FABRY. H €yxaipn dudyvoon uropel va odfiynon
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Ewdva 8. ECHO x»00d1dg tov 008evi] xatd ) dgdteon voonheio Tov 6ov maQornQeiton neydAog aoloteQos XOATOS, GUYREVTOLXY VITEQ-
TEOI0L TOLYWUATWV AQLOTEQNS HOLMOG XWOIG ATTGPEAEN TOV YWEOV EGAOV TG He ROM| OUVOMKY] HIVNTROTNTA, Yohaon TEGOOLO YAmY Ve
WTEOELdOVG Ne 1ot dtopuyn now avemdorelo aoQTris parfidog petolov fabuov.

oV ®oAUteEn diayelplon Tov aoBevdv raL UE €L- 000evi) amoutel TANEN EAEYYO TOV UEADV THS OLXO-
O] QOQUAXEVTIRY aywYn OTn dLoromn g eEE- YEveLog Tov dLOTL 1] VOGOS ®ANQOVOUELTOL ROTA Q-
MENg ¢ véoov. H dudyvmwon g véoov oe €vav AOOUVOETO YOLQAXTIQOL.
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MALE X-LINKED RECESSIVE TRAIT SEGREGATION

Affected Father Mother
X X
XX X X [x] X
Carrier Non-Affected Carrier Non-Affected
Daughter Son Daughter Son
(25%) (25%) (25%) (25%)

Ewdva 9. Motifo xAngovouxdmrog ot véoo Fabry émov ou
TOTEQES PE TN VGOoOo petadidovv ) véoo ota Oy moudid xow Oyt
OTOL 0QOEVLRAL.
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