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More than 350 kinds of congenital metabolic diseases are described in the pediatrie
textbook by Nelson.  During the past fifteen years, we have found 81 patients with 15
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kinds of congenital metabolic diseases.
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In these 81 patients, only 3 patients (congenital

urea cycle enzyme deficiency and galactosemia) presented with abnormal signs and symptoms

such as vomiting, failure to thrive or hyperammonemia in perinatal period.

Although

the incidence of congenital metabolic diseases presenting with abnormal signs and

symptoms early in perinatal period is very low, early detection and treatment are im-

portant for preventing fatal outcome or abnormal neurological sequeles.

Key words: congenital metabolic disease, galactosemia, hyperammonemia, perinatal
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