T B 5

Journal of Rare Diseases

IIEEZHRERMNIZE KTt E
FNE, ANFE
ERILEEE . FRERA MR AL L BE R Bk —FF, Jbat 100045
WEES . X/No¢ . E-mail: Ixrbch@ sina.com

[HWE] EAER (FD) E—F UM ST MR X 5 A BRI BUE, GLA FEH R T3 o LIS A
a-Gal A) =2, ¥EMEIE L Z = COMBE R IREY (CL-3) MHATAEYM OB R = OB IREE (Lyso-GL-3) 7E42 5
AR, EREZHERAE, JLEE ARG MR B . B TIRERER . S AR | AR IR
& IRENERZ BT, BWIEEER, FELE S a-Gal A TH1E . GL-3 Fl Lyso-GL-3 /K F | 55 B &% 3k DG I B AR 127
FITF R R AR YT AT SUE e RVARIE , B

[REIR] WA RN JLE; 2W; 697

[HESZES] R5%. 1 [ XERFRZR] A [ZEHE] 2097-0501(2022)03-0352-07

DOI; 10.12376/j. issn. 2097-0501. 2022. 03. 020

Progress in Diagnosis and Treatment of Children having Fabry Disease

LI Xiaoxue, LIU Xiaorong

Department 1 of Nephrology, National Center for Children’s Health, Beijing Children’s Hospital, Capital Medical University,
Beijing 100045, China

Corresponding author; LIU Xiaorong, E-mail: Ixrbch@ sina.com

[ Abstract] Fabry disease ( FD) is a rare progressive X-linked genetic lysosomal storage disorder. Mu-
tations of the GLA gene result in deficiency of a-galactosidase (a-Gal A), and the accumulation of glyco-
sphingolipids, particularly globotriaosylceramide ( GL-3) and derivatives deacylated derivative globotriaosyl-
sphingosine ( Lyso-GL-3) in multiple tissues of the body systems, eventually leading to lesions in multiple or-
gans. The symptoms commonly seen in childhood include neuropathic pain, gastrointestinal dysfunction, an-
giokeratoma and cornea verticillata, and others. The fact that early symptoms are not specific usually causes
the delay in diagnosis of Fabry disease. Making definite diagnosis needs to involve the activity of a-Gal A,
GL-3, Lyso-GL-3, biomarkers, pathology and genetic tests. The early start of treatment using enzyme replace-
ment therapy ( ERT) is effective in alleviating the signs and symptoms of Fabry disease and in preventing dis-
ease progression.
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Tab. 2 Content and frequency of clinical monitoring of Fabry disease in children
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