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Activities of 2 major forms of «-glucosidase in muscle cells, lym-
phocytes and cultured fibroblasts of patients with Pompe’s disease and
normal healthy controls were measured by using 4-methylumbelliferyl-c-
D-glucoside as the substrate. The lowest enzyme activity was in muscle
cells and the highest in cultured fibroblast. However, even in the muscle
cells, there was no overlap between patients with Pompe’s disease and the
controls. These results indicate that enzyme determination from patient’s
muscle cells, lymphocytes, cultured fibroblasts is effective in the diagnosis
and genetic counselling for Pompe’s disease.
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Glycogen storage disease type II
(Pompe’s disease) (Mckusick No. 23230)
is an autosomal recessive disorder, charac-
terized by the lysosomal accumulation
of glycogen.*» The impaired glycogen
degradation is due to a deficiency of acid
a-glucosidase (EC 3.2.1,20).9~® Several
clinical forms of Pompe’s disease which
differ in age of onset, organ involvement,
and progression of the disease have been
recognized.*” In Taiwan, most of the
cases were infantile form (generalized
glycogenosis I1), nearly all tissues were
affected, and symptoms became apparent
shortly after birth. Hepatomegaly and
muscular weakness were present, and
cardiac failure caused by the extensive
accumulation of glycogen usually resulted
in death within the first year of life,

In Taiwan, Pompe’s disease is the
most common type of glycogen storage
disease, It is rare in Japan, Norway,
Sweden, West Germany and the Nether-
lands.® It involves not only Chinese
but also is found in a group of aborigines

in Taiwan. In an attempt to gain the
acid a-D-glucosidase activity in Chinese
patients with Pompe’s disease, we mea-
sured acid a-D-glucosidase activity in
lymphocytes and cultured fibroblasts from
these patients,

MATERIALS AND METHODS

Patient population

From April 1981 to August 1985, 13
babies suffering from Pompe’s disease
were studied, Their ages ranged from
50-days-old to 11 months old; 8 were
males and 5 were females., The criteria
for diagnosis of Pompe’s disease were:
(1) presence of clinical features of hypo-
tonia, cardiomegaly and hepatomegaly;
(2) the electrocardiogram showed depres-
sed ST segments, inverted T waves and a
shortened P-R interval; (3) muscle biopsy
showed vacuolation on the glycogen-
containing area in light microscopic ex-
amination and multigranular deposits of
glycogen in the sarcoplasm and bound
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