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Glycogen Storage Disease Type lll Confirmed by AGL Gene Analysis
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Department of Pediatrics', Clinical Genetics?, Yonsei University College of Medicine, Seoul, Korea

Glycogen storage disease type Il (GSD type lll, OMIM #232400) is a rare autosomal recessive di-
sease caused by a deficiency of the glycogen-debranching enzyme (GDE) with a mutation in the
AGL gene (OMIM *610860). It is known to be bifunctional enzyme, that is, having two indepen-
dent catalytic activities; 1,4- a-D-glucan 4- a -D-glycosyltransferase (EC 2.4.1.25) and amylo-1,6-
glucosidase (EC 3.2.1.33) that occur at separate active sites on a single polypeptide chain, Most
patients with GSD type Ill usually have symptoms related to decreased glycogenolysis in liver and
muscles, such as hepatomegaly, hypoglycemia, failure to thrive, hyperlipidemia, muscle weakness
and cardiomyopathy (type llla), however some patients show symptoms restricted to liver (type
lllb). GSD type Il is diagnosed by enzyme test through liver or muscle biopsy or mutation analy-
sis of the AGL gene, We report the case of GSD type Ill proven by gene study after liver biopsy,
which revealed ¢ 476delA, c.3444_3445insA in exon 6, 27 of AGL gene in Korean patient,
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