EYEES BT EEI
B
QIR AT A LN

HE T BES T &

| B S BR—RERER > Al A
B sRREERRFEDL Al A8

e

7% 70 Im K E (Fabry disease) » X 8 %
Anderson-Fabry disease > #&— X-linked & &
IR 0 BIFAZEEAE (Mucopolysaccharidoses)
5 & K JE (Gaucher's disease) @ B “ & /)
B2 f# & JE (lysosomal storage disorde)” o
Fabry disease AY3% 4 &£ = M1 & (Caucasian
populations) B 492 1:17,000 to 1:117,000 »
—IETE BB 4 st BT 4 52 65 BF A BFf SR 4R 51 R8
7~ Fabry disease B9 3 & X 5 % 1/1,250 > B
ZE B Fabry disease BEFRIEM 2T A 7
& FEER LEBEERKRZEH FBERELRYE]
At ° Fabry disease F B2 2R A/ NBINAETRPE
alphagalactosidase A (a-Gal A) B2 &5F £
T » 1518 globotriaosylceramide (Gb3) X ZE
YIETRER MR > MER I ENMM AR E
SRE > At KRNBREABET  EREEHR
PRt ZRRACBIAE » B X LU BEAD B e Th sk
RERARE  ROMPREOERAEERNR
BEHFLERERAE - LEBEDNFHRS
HIRRE R R IR R - ¥ BB ETE 35 5kAl

B HIRBEMARER - BEREFACABL
o TEA K ARIEHE (ESRD) » EHEE
FEME TEUAREREGEHIRR A -
5 9 Gb3 A 7L BR B 15 BY AV BR [ I & 18 Fh &

EEAAMHE  BEEAIEEFERETHENE
REGXERIBE > IEEA—ERMMNIE
iR o IRFEEREZET BAa TR EBRE
7% (Enzym replacement therapy, ERT) » 8 &
UK ERENER - AEXERFEHEL—
BB RIATRARERE « OE=IE - FE -
BRI ER 4 ERE » & 42 BKLE

522 Fabry Disease » Mi45Fi# ERT 54 »
HEM S0 PR 5T £ B Im EAE ©

&~ E=Ha

7% 75 ¥ K fE (Fabry disease) » X 8 &
Anderson-Fabry disease > Z— X-linked & &
IR 0 BAREZBESE (Mucopolysaccharidoses)
= & K JE (Gaucher's disease) @ B “ & /)
g % & JE (lysosomal storage disorde)” o
Fabry disease Y& 4 EE S N Z& (Caucasian
populations) 4492 1:17,000 to 1:117,000 >

i)

BEEE | MI&h BRET

ZEEE | 886-2-2543-3535

{5H : 886-2-2523-2448

ik o 10449 AdbmALEALLIEEE T B 92 5%
E-mail : 4535lin@gmail.com
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—IETE B At AV 4 5 65 6 R BFf ST 4R 51 B8
7~ Fabry disease f9 3% & E 5 i#Z 1/1,250 > B
&M Fabry disease BRFRIEMR ZEM A Z
8 FREBER LELERIRZEH FAREMLE
AE o Fabry disease FEERA/\EEINBETRFA >
alphagalactosidase A (a-Gal A) B2 & & £ &
T > 1#18 globotriaosylceramide (Gb3) X E
YRR MR > MEZ I ENMMRAERE
ERE HATKRNBEABET  EHRZEHE
PR EZHAERER » E A LU RN B B Th A8
RERARE  ROMP RO ERRABRENR
SEHBELERERAME - LEEEDFEFHRS
IR RS R I AR i > A9 ¥ BB E TE 35 5RAl
SHIRSEAARME - BEREFAARBL
o A ARABHRE (ESRD) » EEEE
SERETEUAREREGEHIRERE EFH o
59 Gb3 HEFE L BR BE 45 X AY BR [ I & R Al 13
KEEBAHHE > EEAHESEERENE
REGTERNIEE  TEEA—ERMNIE

%

20160907 58:T: cardiomegaly » IR &2
180 > B S ERAREAKIREEAHR ©

B 2016 £ 12 BNORBE RN E
BEIEIE o

# %1 2016 2 11 B {48 MRI > 1 i 7% end
diastolic phase FFEER A NDEEERARRIEE - &
— concenteric hypertrophy

Ko IRREEREZET BiaTREBERAE
7& (Enzym replacement therapy, ERT) » Bl &
MUK ERZENER - AEXER R —
UEARATHRERRE « OE=IS - FE -
BIRERRRINER R E » &R 42 BFLE

5284 Fabry Disease » Wi45Fi# ERT j5%% »
HET S0 R PR 55 B Im ECIE ©



2 - RHEMIHEEE (Fabry
disease)

—  JETRIRECEE (Fabry disease)

% 6 Im KK fE X %8 # Anderson-Fabry
disease > % — & /) 8 f# & JE (lysosomal
storage disorder) » Fabry disease Y & 4 =
£ & M0 Z& (Caucasian populations) B 49 &
1:17,000 to 1:117,000 » —IBTE R ERTEIFE
RERERARIA ST AR 51 BER Fabry disease BYEE 4=
=% 1/1,250 o [A globotriaosylceramide (Gb3)
RS EMHERI A DE AR AR S MEL R
% KRBEAENARASZIITZEMBEREN
BRRIA - ZIMLAAZEET » Fabry disease
HERREMRIR > hAR—E2AE Gb3 RIIIE
Fri&EMET o Fabry Disease 2—#&— X-linked i&
B X ReRARER HEFEAUWT:

X XX XX
Y Xy |xy
X' X'X XX
Y XY XY

“f RTWEHA AR REER

BN LAGREA XY LN LG
7 XX » #75 Fabry Disease B X g2l X' &
™o BERRE—XE®R AL ME 50% M5
wRE > RFAS0% BRI EER; GXHR
wEX > BERERE2ARRE  RFAFE
wRe BUYRARE—FXEEE > LEXF
BEREEHNRIT > ALBEMNXREREREA

Fabry Disease N R ER » MELEHEE
HEER > XHBEATRENESFAHENER
IR BURR X &8 E7E51E X (chromosome
inactive) RYBSEEAERE > — AR MEB WK X
B BEEKRSIHARSRBERES > B
Wit — (R @R EEMRKERE /IS (Barr
body)r REF—RE@REHK > BAIRA
SRR LA UREHEBREF (blocking
factor) BV E R » TEMERGRE R BIAFEH AT 5 X
HER—RXRBEES LXLEREEE
REEN ) Z—RXRERRAEEEEER
Hr g R > AL MEHREESSE Fabry
disease WA BREHE Ol AE B MW IMNHIS B 5E1EH
ARG WRLIER B LR RERFHRMIE
AR ECEREE T » B LRI ERBARE ©

— ~ Fabry disease HIX BThRER ERIKRIR ¢

Fabry disease BEZGHEBRINGERER
IRR » WHEHBET 35 REFEER » MERK
SR AREAB & o Ea/\E (distal tubules)
T EHREE  REBWRERKIINEE > &
15 % IR (polyuria) XA & [0 7& (polydipsia) 4 &
F A9 Fabry renal disease BRR&KIR - BAIERA
/s Gb3 RIREMM B RE R Z B
HNRACHNEBES > BEERARERSE
FERTEBINEREPHEREZANESE
el RE A5 SRER PR L BVIF AR » (R EL AR RIZ A
B> 5—FEEBERERERE L FEIBER
ERT > BB NERHERREIFIAB RENZ
B FiBRNER A ERE ESRD B ERT >
RO M E B4 E TR AR R o
= ~ Fabry disease H DEAIFRIR
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Fabry disease & R & £ 0 = IE K (left
FER &=

7t (aortic and mitral regurgitation) >

ventricular hypertrophy, LVH) >
o 1 i
BERE > wKE KKK (coronary artery
= I B (hypertension) I Bz 3 &1
1R#E3R (aortic root dilation)  BESAH LVH » {B
/D EEGREILLA O M=IE (Heart failure,
HF) BEZ#HBE EEN L O EHH 75 = (left
A R
FB9 LVH & 2 Fabry disease £ /0 i /5 E BI4F
B MEBMEBENEASRE - LVH ZHOLE
Bt E U kO BB S R HE2 B  Fabry disease
7] B 89,0 B R B S35 O AL 4 48 16 (myocardial
fibrosis) » ¥ f& 14 %% 7% (valve disease) > 7@ ik
&k & #& (coronary artery disease) » DR
B R EEEE (arrhythmias and conduction
abnormalities) > F* &) Ak #E 3R (aortic
dilation) » = IMEE (hypertension) » I\ g = 18

(heart failure) % o

disease) >

ventricular ejection fraction, LVEF) ¢

70 ~ Fabry disease TE4E 470 EIAIRIR !
Fabry disease T B E R B2 5V FHK AR
= R AVEA B2 R ER R (R B B R A i LU RU R BY
RERIFS /N 4 13 e
£ 849% (small-fiber peripheral neuropathy) »
ERFEMENFEEARNERE  SHEBEEK
BFERNERWMMENORNE > BEZWE
&~ B~ REMESPTEE > & 75% 1NE
EEBULLER » TN 10 R A GRBRBLILE
Ak o BEMEREE D > AIEE %A Fabry disease
5 B AY I B % 8 (vasculopathy) M K dilative
arteriopathy Ff 35l

¥J& (acroparesthesias) >

£E transient ischemic

attack(TIA) &= ischemic stroke o

T~ Fabry disease fTE R EAIERIR :

RHFEVGCGIERTME A K MK
m & F & A 48
B8 (vascular smooth muscle cell) X & 4b
W 48 B (pericyte) > 5 L& B Ak i& BY M & #H
% (occlusion) ~ &R M0 (ischemia)~ 1# =
ERTRI LB FR AL A I B 8 B
Gb3 > BEAREPRREAESE

(vascular endothelium) »

(infarction) °

Hth B HERK -8 RRIRE:

EZMNERAERRNODESEE
(Telangiectasias and angiokeratomas) :  Ifl
& A E & (angiokeratomas) % 2% 4 11 B 12 &0
(groin) ~ BREF (hip) ~ ALHE A & (periumbilical
areas)c BB 0% NEEBEBERM > %R
FIGEERA R 17 5% o FHBEARINE 2R
B =24 TP |THS T (hypohldr05|s or
hyperhidrosis) » B 4ERE EREARNAE
SRR ©

B2 ~ &fnimECIE (Fabry

disease) BY;B% -

HEE IR CER R Z A BPIERD
EREREAM > BRIGI D ABRERBERNREZHREER
FREARER > SRBATNE ¢
— » BREAE AT BRURAE ILENERE
B > 2001 FE B 44 > Fabrazyme £2 Replagal
BEYE SRR EBERERERED !
Agalsidase alfa(Replagal®)( NEER B ST



&) BARBMMKPEL > BHIE 0.2mg/kg
SMBE—XR > FICEEED 40 28 5 5 3 /B
RS TEE ©

Algalsidase beta(Fabrazyme®)( 7 %h i &R & 7+
%) : HREE BINERAMGKREL - BIE 1
mg/kg > BME—R > BIRE T ERE AR
DR 2 1N o

—~EARRE

1. BlERE  BUEBMENENENERESE
Y5753 %A ACE| 3¢ ARB $BZEY i i BR#E)
% B 75 15 %t Fabry Disease with ESRD £ & %4
REEMBRBE KRG > BANEEM ESRD £E
—1 > HUEB B 1E L Fabry Disease FNEE R
BESEER o HfthfgMmERZY)7E Fabry Disease
BEG LHKRBE BRI > MATEHIRBEAZ
mERMEEMEBSI2M B HRERHEA— o

2. KBTI © Fabry Disease 52 £85I 14 48 it Y
g MEEE AR LMEERNAGE » B
ZrILERARAZ > B %ER NSAID(non-
steroid anti-inflammatory agents) » REAE
ENBEHEM -

Anticonvulsants( #1 & £ %l ):Gabapentin(>12
% * 10-15mg/kg/day > divided to 3
doses> B = 50mg/kg/day) @ & ¥ B U
Ik & B9 anticonvulsant > Hf 48 & 7% H fih
anticonvulsants WEBZ TN » HAREN S
M BRDEYZIEER Y BEFREAH o 55
Carbamazepine t &£ A 7 Fabry Disease &
WiEHI o E > MEEE AR E S Steven
Johnson Syndrome (SJS) » &R {F A ER A
HLA-B*1502 Ent LARE(R SIS BEEK o

Amitriptyline : TE/AEIEMEREHE > FAME
SRREEENEISR AR ENMNE o BlIE -
0.1 mg/kg at night » MEAFEIERASE 0.5
to 2 mg/kg nightly ©

3. A TERS : Fabry Disease B&E LE—R A K
AZHE > SLERIFTA > /A aspirin Y AL
mPARE SR A A= > FILE Clopidegrel
70mg/day °

h ~ Siem Bl AS R

Fabry Disease £ /&% /5 H B Al 4 = & &
R PIHETE - hERBBRERNAN > AR
_E #tt 42 B #t ¥t Fabry Disease Fff it = alpha-
galactosidase A (a-GLA) IEE EZ B R & %
ERT(Enzym replacement therapy) > #] It 4%
wIERME > L BAaHAEER » BINAEEST
ZARRAERREIGRE  fINESEERK LA
TERBBERIGEE > ET alphaGal ABEER
BREBEERGBHATRE  MEARBAEN
L% BEHARARERGBE T ARUTER
2 #M9 > [F Fabry Disease FRiE M B IhAE=
iR » 2 A 1 Globotriaosylceramide (Gb3) 7£
B il podocytes W R TE > T B = /E/NEF 7L
48 BEEFRAERMIEN > RARERELR -
FEBHIKBEEX EEERIKRABRE
(ESRD) ° #ESRFAIAIER ERT 21 » EBINAE(D
FRHE=IRE ESRD > B0 _EHFRER > A% ERT
REFRRERRER B ERIAN (N ORIG ~ BRI
FR ) > DEREREALFEER o

B 72 W0 It > &F 4% H Fabry disease i
mTABEEERERALNEE REMNE
HREERREZRG S BMAMOKE
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BB g Rk
s HEFRD (hypohidrosis)
FERAHRANEOEBKR - FERRARARN
RE- FEABERENCKD Y BIMEFRD
multiple renal sinus cysts » 59k > FizZEnEE
ERBFANR B ESEE o SR ERAH
HEBWIRFRAE  h2HRERK AW o
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