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One Case of Fabry Disease in Women with Proteinuria Diagnosed by
Molecular Analysis of a—Galactosidase A Gene and Kidney Biopsy
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oE2|He Ssilda| A0 a-galactosidase Azt= &4 ZHO|| 2fFt 22|ZAT N2|I|=(glycosphingolipid)2| CHAFZOHZ 44
Jl= 8o=2 ceramide trihexoside (CTH)7 &2 SZHAI|M|ZO| 2|1 0|2 Qla ASOHO| H|AHO|| W2 27| 5{& 2 AM
O] 22 ot 412, MM 22650 S4s FY & 4+ UCH TE2| HoMe| Al &42 =2 10-20CH0] FxHY
M ARG GACZ OJMYRD e, Tl 2 A|2SI0{ LO[o]| M2t Ty I} Sle|= o2 A2 QICH 52 MiEe)
Bo| 71530| = oAt 2RO a-galactosidase A B 2E L FUAL HAL AYAS Sol0] ofE2|He = RITSIO] o
-galactosidase A 28 E¢t 2|25 A[MsIRE S| 1212 Zsto] 2 05t= HIO[CH 52M| oAt kA7t LR 8-9'F MSE
CHly G Sy QICH= Y SALD LY 3HHRE 2| HAUOIM ARLA| A1 o|4l510] QAL 8| XA 88 £ @
S CHHGOf St ZAF 2l LHSHRACE. A o E0|4A gL, 7IFHCo = Sizto| FALet £7P7t OiEe|H RITHR2 T}
=& QUAUCE LY YAl ES242AA 10.2 mo/dl, F2OLE[L! 0.7 mg/dl, A ZAO|A LBt AAL & Protein 2+, YR
0|FA ZAL & RBC 5-97/HPF, Spot urine Protein/Creatinine ratio 601.84 mg/g, 24A[Zt 2HAAA Protein 533.0
mg/day, Creatinine 1043.9 mg/day=2 el AAH BRACEH a-galactosidase A enzyme assaydlA= 0.59 nmol/min/mg2
2 leukocyte Ul a-galactosidase AS| M= FAO|UCEH RAH|SH AHC= OAR|ZV|AL F=o| 37| 37 EX
1, IARE MZo| =0l MZE SA! AH B0 Mgt HIOMZ= FHSIE HE LA SEIF ARIL|UCEH RHUAL DAL
M Xg22 GLAS| Z2& exon, 21 intron0i| CHoIEZIME EM0IA 6798A F7|Al C7F T2 2|20 227A) Ofd| L4kl
Arginine0| Stop =22 B5H= Nonsense mutationO] YAZ|RUCE &A= Diovan 80 mg §A| =0|0 20144 4% 16¥Y
0|& 23 ZHHO = agalasidase beta 74 mg (1 mg/kg) £04510] ZZIEH = 1770 B Spot urine Protein/Creatinine ratio
315362 ZA5tYOH, EZ2AZA 150 mg/dl, IHOEH 0.7 mo/dl 7t |5t QUCH
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