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CASE REPORT

A Case of Type Ia Glycogen Storage Disease Diagnosed in the Military Hospital
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We report here on a case of genetically confirmed type Ia glycogen storage disease (GSD) that was diagnosed in the military hospi-
tal. A twenty-year old soldier was admitted to the hospital with abdominal fullness. He had a past medical history of hepatomegaly
that was firstly recognized at six months after birth, and he had been followed-up at an outpatient clinic with the presumptive diag-
nosis of type III GSD. He also had a history of growth hormone therapy because of growth retardation. However, he arbitrarily refused
medical observation from 14 years of age. On the physical examination, the height of the patient was 163.1 cm and significant hepa-
tomegaly was observed. Significantly abnormal liver-associated paramters were observed on the laboratory findings and multiple
hepatic adenomas were observed on the CT exam and MRI scan. To determine the proper treatment, we tried to confirm the exact
type of GSD in the patient. By mutational analysis, we found the c.648G>T homozygote splicing mutation in the G6PC gene and the
patient was confirmed as having the type Ia GSD. (Endocrinol Metab 26:84-88, 2011)
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Fig. 1. Physical examination findings of the patient. A. Relatively short stature
(163.1 cm); B, C. Significant abdominal distension with hepatomegaly was ob-
served.
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Table 1. Primers used for PCR amplification of exons in the G6PC gene

Sense Antisense
Exon 1 aagcctggaataactgcaag caacttctgatggacagacat
Exon 2 cttettgaaggtgtaggcttt aaagtacaaaggaatggctct
Exon 3 ctgggtagatgatgcactgt atgtgaggaagaatacgtgg
Exon 4 ctgagagcacctaagtttge gattttgtcctgattagggag
Exon 5 actectccaaacccacctcta ttgcttcaaatagtagtectce

Primers were designed with primer 3 cgi v.2.0 served from Whitehead Institute
(http://frodo.wi.mit.deu/cgi-bin/primer3 www.cgi) using sequences from Gen-
Bank accession number of NT_010755.15.
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Fig. 2. Radiologic findings of the patient. In abdominal CT (A-C) and hepatic MRI (D-F) scans, significant hepatomegaly without splenomegaly was identified and
multiple various sized mass lesions at both lobes of liver with arterial enhancing and delayed isodensity were observed.
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Fig. 3. ¢.648G>T homozygote splicing mutation in G6PC gene identified in patient’s genomic DNA.
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