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Abstract

Fabry disease (Fabry disease) is a rare X-linked lysosomal storage disorder. Mutations in related
genes lead to complete or partial deficiency of a-galactosidase A. The purpose of this article is to
describe Fabry disease through this case report.
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oG, B S E LRGN R R AR R 1B A R, EEE Gb3 5k GL3 K HLBEESEATAEY) Lyso-Gb3.
T TEE IR (0 20 B 7 088 5 R AR T 2% B A A (R R FE P s e R G S 28 30 2 AT (1] X R BHZ I R SR I

KEABAR RN 2B KRS, ElESAGTT IR, EE WA oy KO 46 i
Branton %5 AfE 2002 =X Hdb4T 7 ik [2]. 7F 105 AL 47 BB, 105 LEFEF A 25 A
IR 50 %, BATHREITEL 60 & . BN AL AT, B RSEIR IR FRE, FRER N 41 %
[3]. ERE, EMSEARMTTHZE, 5—BABMEL, Bt BHENHEasgim 25 4, G aSgh
2 10 FE[4]. GLA FARIIH AR B R AWG I, M Z B4 T 1:40,000~170,000 [5]284E L% AL A 50
(1) 1:1250 [6], BT KZHEAES M BRI T REBE SR AR, BEK.

2. lEKRER

B, 388, B 1 AR KIUIE A&, EULE 159.8 umol/l, JREHL: JRETE 3+, B H
DU SO, MERVES IR, w252, TWIRMR, EAREVEZEBLH, EBERKEITEE
0, MRS, HIRE R &N 45.7 o/l B IhRe R ULEF 178u mol/L; FRER 505 mol/L; R HREE
FUR 3+ [+ AR RHAE)(RBC)O-UHP: Jaill “BIReA TR b BEEAdE, MASE
TRk, XL Bk kiR 36.8°C, K4 79 Wk/%r, WP 20 R[4y, Il 133/90mmHg, ME#BIZRE, AR
W AR E R R, SUIE X EE, AMEI SRR, RALEE. SRERE: A
B I R FR PR 2R A 3+ A+ R A E & 1010 mg/L; A4k 25 H 38.1 g/L; WLET 176 umol/L (22~123
umol/L); JKE& 505 umol/L; #f 4.26 mmol/L; % 0.98 mmol/L; 5 2.35 mmol/L; #M4 C 31.96 g/L; (C4) 0.562
o/l PUREPUARTE AR W B HURIRERE: FORIRZ Mt g JEvE S5 R AL A 4%, C-TIRADS 43-2K:
2 25 OIERHE: 1) OIERNEMR IR 2) ARG AETRIIGIER: 3) TR ER. WK
REM: WE B AIPIRR N F W R IR AR m R =2 AR, R T RE.

B BT B NERILRET BRI R, RRIRIERIE, LM, BRI
TS BRI 2 IF W BERENMAFIBE D /MK 1), Hebe: B/NBSREgm] ik, 28t 2R (E
2). LRE5IE N Fabry B .

3. #ig

Fabry 7§ = 2 5 E N RARF G, AT X JEEKE 921, 22 X, xHEE g 429 N2 51K
M2k, K12 FodE, B8 7 MR, SECEAMBREL RN, 24581k, AR HEFEH cid
ST 400 2 a- P RURELF R LN 9 AF  [7]3X AT g SRR IR R BLZ FEfh; 120 v X B s L, Hop
AB TS B BESEAT 50%I) AT RERs F R [ ZE D AL 25 S5 AR, SO R IEN I B B %, a1 itk
W, (RESCHREY, HAMEI A AN FEREERIE R R, B SR S %A 7 AT i = e,
TRTEF TGN S AR HERR IR Qe .

EURT, IRPRAHDCEER A - R A SC R MR RS2 B H M . A7 7E B MR R BUR /KT DL AR (1 22
FUR AT B (AR 1 AY), AR LE R IR . R AV ST RS S AN 2 . AT, REIRIE
WHBNEE SR E RAZN AR — RS, Fom MBS MRS U L, K2 B & ik
A B B i, (H ] B8 B S kAT B [8] . 7E A TR B B R GLA JE[RAR S RTmT AR f) X
Jetu R IR () IR AR AR L Y (AR Oy 2 R AL s oh, 248 40 B e ko, F BRI
E—NEEE RE[9].
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Figure 1. Electron microscopy of Fabry’s disease
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Figure 2. Hematoxylin-eosin Staining
E 2. HE & E

W RAEIR 2 A2 B2 TRttt . B R T B OIEA/EP IR 288, k. IR[10]. Gb3 A
RELJVTPPrA B, Kk, FD SF e HUE NERATE NG LR . BN IS BRI 7
L BARYSEL. AEAK. RERARMEDREEITERML. BRARE R, HENMEHE
TGRSR AL i B /NERR PR R THREE X RV IERAE6E /15243 [1] [10] [11]. OS2 R W]
FERLEE R . IR I AL S INRER SRR, O ULARAR P PR AR DT S B 3 %, 0 PR ()39
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By ZAG G % BRI MO R (1], Fabry’s mH L IR LA K 22 2O N 2 B TR RS A
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BN o R H LA B, T i A A PR R S B R DY R AR . R T R
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