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Abstract

Fabray disease is a rare X-linked hereditary lysosomal lipid storage disease caused by muta-
tions in the GLA gene resulting in decreased or absent a-galactosidase A (a-GalA) activity, re-
sulting in disruption of sphingolipid metabolism and the progressive accumulation of glycos-
phingolipids such as trihexosyl sphingosine (Gb3) and its derivative deacetyl trihexosyl sphin-
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gosine (globtriaosyl sphingosine, Lyso-GL-3). However, the clinical manifestations of this dis-
ease lack specificity, and a comprehensive diagnosis of a-GalA activity, determination of the
markers Gb3 and Lyso-GL-3, histopathology and genetic testing is required. This article reviews
the etiology, pathogenesis, clinical manifestation and treatment of kidney disease and heart
disease.
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He
1. 5%

A1 B (Fabry Disease, FD)x& —F0 5 WL BREAT 1 1 X IEBUEAE BRI AUE . X RGOk B X
RO B Xq21 2 Xq24 1) GLA ZEFI R T o- LI HEE A (GLA, — R B (AKX ) 13
SR, HTHZ a-FAN B A (alpha-galactosidase A, GLA)S = CUHH ik 3 84 fis i
(globotriaosylceramides, Gb3) & HATAEWME 2,19 3 — CUNE IBE 3L 9 i3 i (globtriaosyl sphingosine, Lyso-GL-3)
ENEERE . HA LSS SHBEEIAETRE, NSBCOME. Bt KREZHE 2 255006, H
HRSH I O R AR A R G RS I IR O T B[ 1] [2] [3]. Fabry filid I RR I, Al g5 A% Al
MR R A WAL o- P FUBEH S A Ve M IR 2 58 sk B SRR RN A AL (4], BRI KN,
ZHNT BHEADENT LB, FHZRG R3] BRA: o-FIAMEEE A FEEHS N, KW
TERS AR, LT O A Lot AR, KRR A LAY, O RN E IE 2 SRR IO R B R [3] [5]. B
XPEATEIRLE O E B E i2 W S a7 ik e idE AT 1 iR
2. RITRE

2018 AEFRE A A Bt 121 R WL H 5k [6] 9 St 3515 A T ZREEFE A WA I
Ao BN FFr ANfh . R B a a8 3] [6]. 240 B ABEROUERR R R MATE 2, AN BTk
T8, 1% RN 1/40,000~1/17,000/4F[ 7] fis NFE A1 B B I (12 1 B IEs 32 0T) s Lo BRI (e 0
FEARIE RS LI ) S5 R A5 28 B = 8]

3. ERFEHHSIERRI

PATEIRA X Qetafk B GLA B RAR FEe RIEAE N IEREA GLA sh=Z 51, HikAE=
GLA I}, S M H ¥ Gb3 W, 782 R iR h Gb3 HEARE IR SR BRI K, TR R A
BRECIRAMA,  ARH N Fe T AR, RE A S ThRE R T — R AV BAE TS,
FRAAREAET . RERACHSZ B, DNIE R A B4R K(Ca)3.1 I DD REFRAT . AR, MR A B
Sedi. AZURINO], JCHAE MR P R4 S e T LR rh & A, NI BRI BEZE L B,
EREGE. EEIZ, WA T OIECOUIG R BRLT e i) BIECE NE . B/NIRA A, 2l
1) I P B 2 AN e 2 2 R VF 22 R S TR v o A I R RS, I A A A R A 45 05 AR A
BE, RAATI RO EN B AL YA, oM B R O S B B IR [10].
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3.1. BEEFTHLE

1) EERELE, Gb3 R EMBINK. ANshfik. B4HIE P R4, P igniE s L
Jrf. Gb3 HIHERR SECN IR PN A . (B AT 44k . A RERS S, 144 A 28 5 S B U Gk it
R R 5 B/ INERBE AL T A

2) EE/NE, mwunE/NE LA Gb3 EEHERERAL, Henle [RFE. A EWAFIE Gb3 R, U
HAENRAR P 2. 28/ LA P Gb3 ARt SR v B NS 245, L LI /N ekThhE e
K, HAE NERREMEIER, KRABIER, SR B B NERIER 1],

3) TEWE/NER, Gb3 EEEAT B/NER E R A RN E, 2B NERIE S b R 4R R S N
SRR B, DR R SRR R AN B AR E, AR N T IR R R A
BN, FEIRMEIE Rl U, RN K BN b R, R A, s 2, Bl
M REZE R, B /NEREEAG[11]. Gb3 JRIETE L AR MIUTR A RE 1240 L 75 15 I A2 R B ED 7 2
FURFIZ JRIRAE[10].

3.2. BRERREIE AR

I 172 B B A B R IR 15 Bt B R AR B IR AR [12], IRPRR I ZE LUE (A IR A
HEAT MRS ThRE i o o A HL R 5 I R bR R B R, AR T LERTI, 757 Rk B i
5 [ B 37, PAE BT B (NTH)RIE 85% 55 PEidAm B i A& IR B IR, KA N 30~35 %, LAAEE Wi
GAIEEARAE[3] [14] PRIRAEFRAG 2 VLA B S D RERERS, RIUNZ IR, RIREZ[15].
WAl SNSRI TIRE SRR, SRE/NERYPE. MEERETE, BERIERAL. milE.
B R TS, 30% 58 #7575 45 Ao A BE N SR B 380y, TR b 4 R 1 ' 5 vl A 2 A1 L9 119 B 5 LK
TR

3.3. 1B EE & L

BN Gb3 I B R AR T (RAEK 7 T OV A N, T 300 VLA A 5 T
¥ Ao = R JE (left ventricular hypertrophy, LVH). Il % T G B A5 Al (6] 5T 2F 4E 46 16] [17]. 536 HRIE O
VL B VERTUE B T Gb3 78 Lo I 18] 51 6 4 I 357 A R 20 PR RH o UL i 1) Co LTS A R 0 FEDRBR R, Gb3
VIR 2B R BRRA MR . ER TR T, BEERIAZREEE[18].

34, DEFRTIGKRFI

1 Ca PR KA T2 B Lo UL 1 = B PR R I, th 7 S B0 A B B S T EE R R (161X R T
Gb3 A3 IR AL 153 95 AT B O NE R BR P L ) PR JE R AU OB . BRI Ab, O AZ
RIUy O RAL T RGEERG  ODHRH L I O SO M IR P A2 (1710 FeAdy O IS 223 B4 15 1
Hev BRI MEREIR AZ LA Lo LR BB AN 0 71 32 35 o

4. CHh

AT B A V2 ImARRIL, FPERTCR Rk, SWR S ImAIER . AL, IR, PURRITEA
'V Th RE AL A5 S 06 S A A MEE LB AT CMRI AR5 8 20518, IR E5 G o-GalA WS PEASIN . VAR EY)
Gb3 & Lyso-GL-3 Mg . i B R LR M AL &2 W, LU iRi2 . IRi2mrae. B BA AR
PR Ve . AN RRRAR . HET R R AR, 0= LR B A R D RERERT,
G JE S AT B .
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4.1. a-GalA FEEHN

BEALL Fabry 73 (1) 55 14 5 8 3@k W 5 M2 8% AT A a-GalA 15 MR B B2 Wi Fabry %[ 19], a-GalA 54
KN ERE . 4 a-GalA BREVE < 3%, IGREIIAM B2 E: BEEEN T 3%~30%1 &5, I
PRFE AT B R R EGR « BEEHE a-GalA i3 < 5%1FHAME R FE /R 2 JL Fabry J5[20]. BE HEAR I
X BREEESEME T, SR LM B AAAE X PR, H o-GalA BREHEAKCEA—, il 50l
R a-GalA BEEVELE S H B IEE P[6], BRIT%T T 2 PR 88 1A B 112 W AS B L Al I S v 1
KruAE i W61 [19], FiE—2B4T Gb3 A1 Lyso-GL-3 i & Kz Ik BRIAS 4l B2 1t .

4.2. Gb3 F1 Lyso-GL-3 #&0

HHT Lyso-GL-3 543 H 1 H /™ HARKL RIEMSC, 485 I E MR RIL R AT HACH R R THE[17]
[19] [20] [21] [22]8 ARt — b BAT B BB 12 Wi o

4.3. EERM

JE2WT Fabry WI&fats, JLHX T ARITRERS SN G 7 ERH, B RINANE M DNA 5
RNA #47 GLA Z:RE CAUIRG IS Wi[6], 3 DRAS I A BE ff 2 R R S S R B Bh AT IR K R 2, Fr 3K R
TRAE[23], SRR 80% A A7 A3 vl Rl 28] S50 256 DH S AR B [ PR DR 9, S6of -0 26 R SR8 F) it it
WL O R LATEY K LA FIW 6] [24]

5. J&YT

AT ELRKIIG T 73 AERF VR T AR R AEIR T, AT AGRAR S AR AR T IR ACRE N, SR I
MORIRHLA A VG TT BV AR T, B AT SR i g [6] -

5.1. BE§ERIETT

Ml PR A BT L o VR 97 7 1%, B P DR R 2 BRI A5 B a-Gal A B AR Y R BB 25] [26]
Fabry J (3 0 B B AR 67 7 ST W1 B BGE PORPR o . ARVE R (OiiSzhae /. s e . B IhRe
DAL O IEAARRRI D[ 7] [16]H: 2 AT BHASHB /000 e Do IR AR, PRt 2 W g AR T 250 S 25].

5.2. o FHERT

AT B R P R OB AT DAE A BT IR a-GalA HEALTEPE R A . X TH#5H GLA %
BHEE, HTRTEAE RIS, BEAARCRRE WA IIREE B a-GalA, 7EREEEEAZ ATt F
Bfd, SFEERGHERRIC. 2 THBR S RABRE AL A /N Tl S 4R IIREE BUE T o-GalA 456
e E A TS, iR e, DRSS, Bk FHBRITE S H TAEE GLA BF AR
B a-GalA & A RIRR A B [7] [26]. KN F] Mt (Migalastat) 2 H §i £ 3& FE AR 2 76 7 [ S 3R AE B 1T i
TRIT AT B 0 D IRZY, R AU BT RN ] s i eT g LA A B o-GalA SR s, (2t
Bz 2 AREAR, BEREE S AN =Ml B, BEFE Gb3 Zds E MR SRR .. thah KN i a]
DA FEAR B 5] 57 T 40 LA P R 4T Gb3 LY Lyso-GL-3 ZKSEANZE O3 485, o B Ik, 2
PN, FREEIIRER27]. B BERGIT. DRS THERIEGEM Gb3 B, IERRICAIRY), Bk
3 I R R I AE 52 5 05 3 g [ 28]«

5.3. [R¥IEJRAYT (Substrate reduction Therapy, SRT)
SRT & —Fh¥i 2% 1) Fabry WEify7 /5%, JCHIEH T S EARECG RIH, SRT & Bl b b i (1 4=
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W& e, AT Gb3 BIRL R [29] [30]. /B Fabry A5 2 rb i B0 %0 4 W o 28 It 1 & i il
(glucosylceramide synthase, GCS)#Ifll7fll(Genz-112638)F#1k Gb3 J7HIfL T ERT, W{EN ERT HI4BhiGIT
F-Bt. Ak, GCS HiFImr LLZE ok M i b R, 1 L 4H a-GalA ASREIEL M bRz 16], 2+ LR, SRT
£ Fabry Ji AR RIRTT - R A% — €A .

5.4. ZRERTT

BLRNE YT T2 B R S 2 — A A KA B 1. et sk, s R RSN
LR, DX Fabry /N Gb3 ZKFREAT TARIE, B 1T OIWUIEJE[25]. B0W#E0 T GLA %&
DRI 5 1 040 M AR L NI RS o R RIVR YT BT mRNA V8T 5% — L5 1 2P 8E T S IELE I
PRARIQ BRI R, A i 6 0 IR T T S AT I 5 ) [31]

6. MNESRE

O MMV 2RI T 2 VA T 03 B DB T SR IR, S AR TG TR A IR, IR E BT
K RBHE R POE R, BB AR AR S I, D RIHSWR T AT B e S 1, HEm T Ae
A LCIE B N - BT RSB E A HE . Ezgu F, Alpsoy E 2532 AR IE AN E FAT—B0A N,
ARERIC B FEAT = BEPRGE, X H s S e AT 2, DAMB/R FD BB FIERfiS W, [RIRE4 e 33k
[ A o AN [ b 288 (R B0 A8 S B SRR = SR, B R . R AR, R FD, R &k
A NGREAR LR B W2 BT B IR, ST SE4r i B FD BB B o8B, DR IX A ml RE SR s 1
R, BRI AT R . IR B TEA TR IS AR T ORISR RYE, 5 A E N T R IR IR
BITE R EAMER, FRERET 2013 P ENVEME R IZT T HFRILRHR T P EEAARERSIT BRI
(2021 AERR)” FF4h I AGYT W, LB AFthdR SR RS2k [6]. 2021 ML RBAH T AR B RIS W
SEAIGARRIL BEEE. BRI AR EP(NZK . Lyso-GL-3)Z AT HIWr, ot Lotk 3 mgvs 1t A
VIR E Z AT S HETEHE 6] [33] [34], EFmEAFIW . T MAUTIERN o-GalA. GLA FEH A&
Lyso-GL-3 RIE NI/ 0 H gt —BAE A EHE . BB AUEAEAm SRR e T sa, cHaAERZ
e r . ESMER RIRE 2021 SO EE AT T VRN, B S B AR TT TR IE AN BIL, 22
HESRIT AT BRI & Lyso-GL-3 Al Gb3 7K, A R S I PRI IR AAH GRS I R0k,  PRIURAtLE
[12][35] [36]. HETVFAL ERT J7 38 IBUBR A MIAR £ 4 2 —J& Lyso-GL-3, & MAEAT § 9w B H fEH52 ERT
JEHACHBEFER[12] [37]. b4, 1 2021 e FILR L E AL IRE R T X RIGE . Sa AN
A AR AR LR A, DA IS AR SR AN HTS AR T T B . SRR NN R IR R EAMERETE S
N, IEREAEXEA R IANEACTE g m, URSIT R R TSNS 5%E, AT EE KR 2H, B
WhRYT, SCETE, N KEEWRIE S SHAE.
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