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Glycogen storage disease type Ib (GSD Ib) is one of the rare inherited metabolic disease caused by
mutation of SLC37A4 gene, Clinical characteristics include hepatomegaly, hypoglycemia, lactic acidosis,
hyperlipidemia and high serum uric acid concentration, The authors analyzed clinical and molecular cha-
racteristics of three Korean patients (one male and two females) with GSD Ib by retrospective review
of medical records, Two patients were diagnosed in toddler period by hypoglycemia and hepatomegaly,
One patient was diagnosed by growth retardation and short stature in puberty. ¢ 412T)C (p.Trp138Arg)
(3/6 alleles, 50.0%) was most frequently observed, following by p.Leu348Valfs*53 (1 allele), p.Pro191Leu
(1 allele), p.Ala148Val (1 allele) in molecular analysis, Uncooked corn starch and allopurinol was admini-
stered, Because all three patients had neutropenia and recurrent infections, G-CSF was administered.
Two patients had severe osteoporosis needing calcium supplement, The patient who diagnosed at pu-
berty had relatively poor prognosis demonstrated by having severe infection and complications in liver

and kidney,
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Table 1. Clinical Features at Presentation and Molecular Analysis of Subjects with Glycogen Storage Disease Type 1b

Subject 1

Subject 2 Subject 3

Recurrent vomiting,
Hepatomegaly

Presenting features

Age at diagnosis 8 months

Serum glucose, mg/dL 18 mg/dL (Outside)
67 mg/dL

Uric acid, mg/dL 14.3 mg/dL (Outside)
10.9 mg/dL

Triglyceride, mg/dL 300 mg/dL

Lactic acid, mmol/L 1.5 mmol/L

SLA37A4 gene analysis Homozygote of

p. Trpl38Arg

Outcome Neutropenia

Hepatomegaly Hepatomegaly
Short stature

Recurrent epistaxis

26 months 10 years
18 mg/dL 125 mg/dL
10.6 mg/dL 18.9 mg/dL
274 mg/dL 374 mg/dL
1.2 mmol/L 7.4 mmol/L
Heterozygote Heterozygote of p.Trpl38Arg
of p.Prol91Leu and and p.Alal48Val
p.Leu348Valfs*53

Osteoporosis
Delayed puberty

Hepatic adenoma

Delayed puberty

Pulmonary arterio—venous fistula
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