ot 544 gAF A3 2014:14(2):142~149 # bl

Clinical findings of Glycogen Disease Type la Patients in Korea
Minju Park, M.D., Hee Jae Ahn, M.D., Jeongho Lee, M.D., Dong Hwan Lee, M.D.

Department of Pediatrics, Soonchunhyang University Hospital, Seoul, Korea

Purpose: There are 15 types of Glycogen storage disease (GSD) that have been identified, and
GSD type la is the most common type, There are several studies of Korean GSD type la patients’
long-term complications, The aim of this study to find out clinical symptoms and prognosis of GSD
type la patients,

Methods: We performed clinical, biochemical and genetic analysis retrospectively on five patients
diagnosed with GSD type la in a Soonchunhyang University Hospital from July 2002 to July 2014,
Results: All patients had hepatomegaly at diagnosis, and they were all confirmed to have fatty liver
at abdomen USG. They had no developmental delay, but two of them had growth retardation,
Elevated blood lactate, triglyceride, and uric acid levels can find out all patients, but only one pa-
tient had hypoglycemia, They are diagnosed with GSD through gene analysis, and by gene analysis,
they have ¢.648G)T (homozygote, splicing mutation), ¢ .122G)A/c.648G)T, ¢.248G)A/c.648G)T
mutations, Treatment with three times meals, three times snacks and four to six times use of un-
cooked constarch for all patients, Following the progress, one of them resulted in hypothyroidism,
other one had renal stones, A patient diagnosed at 16 years old had liver cirrhosis and started
having hemodialysis for ESRD,

Conclusion: GSD type la patients had hepatomegaly, hyperlipidemia, hyperuricemia, and lactaci-
demia, Therefore patients who have such these symptoms are recommended gene analysis, A
patient diagnosed at 16-years-old had liver cirrhosis and ESRD in progress, early diagnosis and
treatment are important for GSD type la patients.

Key words: Glycogen storage disease, Type la, Clinical manifestation
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superficial temporal artery—middle cerebral
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vessels in 4 vessel angiography (Arrow).
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Table 1. Characteristic of GSD Type Ia Patients at the Time of Diagnosis

Birth Gestational

Growth Pubertal Doll-like Fatty

Ei;inetr dgiioztis Sex Weight Age Hepatgg)egaly retardation delay face liver
(2) (weeks) (Y/N) (Y/N) (Y/N) (Y/N)

1 13 m F 3,400 39 4 N N N Y

2 6 m F 3,600 41 5 N N N Y

3 16 y F 3,200 40 2 N N Y Y

4 10 y F 3,000 40 3 Y N Y Y

5 11 m M 3,630 39 7 Y N N Y

Abbreviation: FB, finger breadth.
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Table 2. Laboratory Data of GSD Type Ia Patients at the Time of Diagnosis

Patient qunc(f)osrg AsT/ALT oAl Triglyceride  Lactate orie Hb/Het
number (mg/dL) (U/L) (mg/dL) (mg/dL) (mmol/L) (mg/dL) (g/dL/%)
1 82 138/88 134 260 3.6 7.7 10.9/32.5
2 74 160/125 193 591 5.2 5.4 12.4/36.3
3 61 16/15 452 1,367 5.6 7.6 8.7/23.5
4 54 64/64 287 540 7.1 10.4 10.2/28.9
5 108 201/125 157 361 4.5 8.6 12.1/33.8
Abbreviations: Hb, Hemoglobin; Hct, Hematocrit.
Table 3. Genotypes of GSD type Ia Patients
Patient #1 Patient #2 Patient #3" Patient #4" Patient #5

Genotype

Codon c.648G>T c.648G>T c.122G>A/ =T c.248G>A/

sequencing (Splicing mutation) (Splicing mutation) c.648G>T c.648G>T

Amino acid p.Leu2l6Leu p.Leu216Leu p.Gly112Asp/ -7 p.Arg83His/

sequencing

p.Leu2l16Leu p.Leu2l16Leu

"Patient number 3 and 4 are sisters.
not done.
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