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Clinical Characteristics and Gene Mutation Analysis of a Child with Glycogen Storage Disease Type II

Gan Chuan, Xu Hongmei ( Children’ s Hospital of Chongging Medical University, Chongging 400014, China)

[ Abstract ] Objective: To analysis the clinical features and gene mutation of a child with glycogen storage disease type [I. Methods:
We selected the clinical data such as clinical features, laboratory examination and gene mutation, which were diagnosed glycogen storage
disease type Il with gene sequencing in the Children’ s Hospital of Chongqing Medical University. Results: This child with atypia
clinical manifestation and the clinical features were increasing gradually which were characterized by fatigue and abnormal liver function.
Gene detection revealed 2 compound heterozygous mutations in the child, included c.2238G >C (p. W746C) and c. 2608C > T
(p- R870X). The two gene mutations had been proved pathogenic with glycogen storage disease type II. This child with no enzyme
replacement therapy and the follow-up of treatment results was necessary. Conclusion: Glycogen storage disease type Il is caused by
deficiency of GAA activity resulting from mutation of GAA gene. The detection of GAA gene sequencing is effective and feasible method
for diagnosis of glycogen storage disease type II.
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