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[ Abstract] Objective To analyze the clinical features and genetic mechanism of a Chinese glycogen stor-
age disease type la (GSD la) patient. Methods Clinical features of the patient including medical history, phys-
ical examination and laboratory results were collected in detail. DNA was extracted from peripheral blood of the
patient and his parents. Mutation analysis was performed for the five exons of glucose-6-phosphatase catalytic sub-
unit (G6PC) gene using DNA sequencing, prediction of protein function was conducted for novel mutation.

Results The patient was a 27-year-old male Chinese GSD with typical symptoms of hypoglycemia, hyperlactaci-
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demia, hyperuricemia and hyperlipidemia, and the diagnosis of GSD la was confirmed by liver biopsy. Missense
mutations of c. 248G > A (p. R83H) in the second exon and c. 674T > C (p. 1225P) in the fifth exon were de-

tected in GOPC gene in this patient, which were separately carried in his mother and father, respectively. The

pathogenicity of novel mutation c. 674T > C (p. L225P) was supported by Polyphen2 and SIFT software analysis,

which showed that the mutation might damage the function of glucose-6-phosphatase protein. Conclusions The

compound heterozygous mutation in GOPC gene causes GSD Ia in this patient. Our findings of the novel pathogen-

ic mutation of GOPC gene expands the spectrum of GOPC gene mutations in Chinese.
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AATACC-3’, 50 pl PCR ¥ 88 /% 52 i W& P& 7 250 ~
500 ngfAEF4H DNA, 20 pmmol/L dNTP 4 pl, 28 i
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7 U/L, BEHE 31 ¢/L, BMHLE 2.7 pmol/L, H#
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Bl 1 REEAER CT /R HFIEZ A S i

AGCAGOCGGATA

B2 BEKCRHERM R (Rl FaR)
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