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A Case of Type Ia Glycogen Storage Disease Associated
with Pulmonary Hypertension
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A glycogen storage disease(GSD) type [ is a metabolic disease caused by a deficiency in one of the components
of the glucose-6-phosphatase(G-6-Pase) system. This disorder results in hypoglycemia, hepatomegaly, lactic
acidemia, hyperlipidemia, and hyperuricemia. Common long(-)term complications include growth retardation,
gout, hepatic adenomas, osteoporosis and renal disease. However the cardiovascular system is rarely involved,
and only six cases of pulmonary hypertension associated with GSD [ have been reported in the literature. We
experienced a case of pulmonary hypertension with type I GSD. A 31-year-old man, who had discovered type
1 GSD and received portocaval shunt operation 22 years ago, was admitted to the hospital with the chief com-
plaint of dyspnea. Echocardiographic examination and cardiac catheterization revealed severe pulmonary
hypertension. Nitric oxide and oral prostacycline derivative(beraprost) were tried without acute favorable
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response. After one year with beraprost, dyspnea, exercise capacity and hemodynamic parameters were im-

proved. We report this case with a review of the literature. (Tuberculosis and Respiratory Diseases 2000, 48 : 973

-979)
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Patient Normal

Fig. 1. PCR sequencing for glucose 6-phospha-
tase gene of peripheral leukocytes.

Fig. 2. Chest PA reveals cardiomegaly and infil-
trates in both lower lobes.
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Fig. 3. Lung perfusion scan reveals perfusion
defect in right lower lobe which matchs
matches infiltrates on chest PA
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Table 1. Hemodynamic and gas exchange parameters before and after vasodilator trial

Beraprost cumulative dose(mg)*
Baseline 0.04 0.06 0.08

NO gas inhalation(ppm)*
Baseline 10 20 40

BP(mmHg) 145/90  145/86 147/92 146/93  145/90 122/77 141/94 131/83
mPAP(mmHg) 58 60 60 59 54 59 57 54

PCWP(mmHg) 11

CO(L./min) 2.15 2.30 2.03 2.24 2.17 2.24 2.26 2.33
PVR

1748.8 1704.3 1931.0 17143 1585.2

(dynes/sec/cm™%)

17142 1628.3 1476.3

SvO(%) 65.4 69.2 70.3 67.2 69.5 70.5 65.5 66.1

Definition of abbreviations : BP=systemic blood pressure(systolic/diastolic) ; mPAP=
mean pulmonary arterial pressure ; CO=cardiac output ; PVR =pulmonary vascular
resistance ; SvO,=mixed venous oxygen saturation

*Hemodynamic and gas exchange parameters were checked 20 minutes after NO gas inhala-
tion at each concenturation concentration.

Oral prostacyclin derivative(Beraprost) was given 0.04mg initially and added 0.02mg at 30
minute interval until adverse effects appeared. Hemodynamic and gas exchange parameters

were measured before the next dose and 30minutes after the last dose.
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