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Abstract: Objective
glycogen storage disease [a. Methods
directly sequenced to detect the mutations. Results

To investigate the mutation of glucose-6-phosphatase gene ( GOPC gene) in a patient with
PCR was used to amplify all five exons of G6PC gene. The PCR products were
A heterozygous 743G > A mutation was found in the patient and his

mother, resulting in the substitution of glycine (G) by arginine (R) in codon 222 ( G222R) in the putative membrane-

spanning domain in human G6Pase, but not in his father and his sister. Conclusions

G222R mutation in G6PC gene was

first identified in a patient with glycogen storage disease la in mainland China.
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1 Riif  TCTGCTGACATCTTCCT 306
T  GCCTCTTTTCTTGCTGA

2 Fif  GCATTCATTCAGTAACCC 192
Fiif  TCCACTCAGCTTCTGTCT

3 k¥t CACCTTTACTCCATTCTC 209
T GIGGTGTGTCAGCTACA
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T GGAGAGAAACGGAATGG
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