I PR O 1L 785 5 2% 5
Journal of Clinical Cardiology (China)

e 90

2020,36
(1):90—92

- g P FR A5 -

R ERLALFE AL A ERS A RIA Danon 5& 1 4l

AR !

EX TS

[3£42#] Danon 5 ; LAMP-2 JE[H ; A0 L0 LR

doi: 10. 13201/j. issn. 1001-1439. 2020. 01. 020
[FESES] R542.2 [x#iFZHEB] D

AL

X

Early onset of cardiomyopathy and visual disorder in a boy with Danon

disease associated with a de novo mutation of the LAMP2 gene
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Summary Danon disease is an X-linked dominant cardioskeletal myopathy due to mutations in the lysosome-

associated membrane protein-2 gene (LLAMP-2). This mutation causes a deficiency of the LAMP2 protein, which

leads to glycogen accumulation mainly in the brain, muscle,and cardiac cells. Thus,it is a glycogen storage disease

mainly characterized by cardiomyopathy, skeletal myopathy, and mental retardation. Other infrequent manifesta-

tions contain retinal disease,hepatic disease,and pulmonary disease. This is an important documentation of a boy

with de novo Danon disease clearly associated with cardiomyopathy and visual disorder.
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Table 1 Echocardiogram
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Figure 2 LAMP-2 Gene test results
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