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[ Abstract] Fabry disease (FD) is an X-linked genetic disorder caused by mutations in the GLA gene. It
leads to reduced or complete deficiency of the activity of a-galactosidase A (a-Gal A) , resulting in an accumu-
lation of the metabolic substrate globotriaosylceramide ( Gb3) and its derivative, globotriaosylsphingosine
(Lyso-Gh3) , in a wide range of cells and tissues, which causes multiple organ pathologies. In the cardiovascu-
lar system, FD predominantly leads to left ventricular hypertrophy and/or conduction abnormalities known as
FD cardiomyopathy. Since FD cardiomyopathy is the leading cause of death in adult patients with FD, early
diagnosis combining cardiac imaging, enzyme and substrate activity, genetic testing, and tissue biopsy, as

well as early specific enzyme replacement therapy are important to improve patient prognosis. This consensus
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comprehen-sively summarizes the published evidence related to the diagnosis and treatment of FD cardiomyopa-

thy at home and abroad, and provides a basis for the diagnosis and management of FD cardiomyopathy.
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o " TR E (9 IO CMR AT LA LVH S 4
A O EFLCRNUE R , d T O LA BT S B
native T1 ME AR, & FD OAURTE CMR _E %S0k
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tide, NT-pro BNP) #] F-F FD .0 WLJR B9 PEAL . I3
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SR PR OHER BN SA TS . FD O U
ALHBL ¢Tn (9 7HE, 5 CMR b T2 B 7h 5 B B
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5.5 o-Gal A EHEKRN
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FHEEHE MK Gb3 KV R E W, W R

338 July, 2024

MM Gb3 APk, H 24 TIE® i, W
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DAL LGE,
6.1.2 LESNEIRIE

QF Bk M8 A TR s QRO Bt 5, Q41
@R LR (<50 %, FEAERIEAMC) ; G MM
BARIEM; @F DRSS w AR R, O 6k
6.1.3 Fikd

A X JE B AE B K IESE O IR
) o
6.2 LETEEE
XFHAERE (BIERBER) &G AR,
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Ve EAG N U R I o-Gal A I 1R E R A 114 £
H, TEIAT GLA FEH A BT KOS R 8 R
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FD CHAUREIIRYTY, HMREZ BHiRIT S0 (T
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Fig. 1 Diagnostic flowchart for Fabry disease cardiomyopathy
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Tab. 1 Differential diagnosis of Fabry disease
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7.1.3 PR &, WERBUAEa>14E, B REA ICD 74

FD 20U £ A PO R BRI TR A Te 28
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PEAY, HBI G IERIE

SRR A TR 280 FD BE T R B RRLL
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&2 MANEAEREE ERT SR IRIGIFIRIE

Tab. 2 Indications for initiating therapy with enzyme replacement therapy in adults with Fabry disease *
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