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Studies of 18 Suspected Cases of Inborn Errors of
Metabolism by Neonatal Mass Screening

Kohichiro Tsujil), Tetsuo MORI?, Shin TARKEUCHID®, Taro AKABANED,
Akira OkANO?® and Tamotsu TARETOMI4

1)  Department of Pediatrics, Shinshy University School of Medicine

2) Department of Pediatrics, Higashimatsumoto National Hospital

3) School of Allied Medical Sciences, Shinshu University

4) Department of Lipid Biochemisiry, Shinshu University School of Medicine

A mass screening program among newborn infants for early detection of phenylketonuria,
homocystinuria, histidinemia, maple syrup urine disease and galactosemia was started in Nagano
Prefecture in 1977. The surveys for galactosemia and the other 4 diseases were performed with
a combination of Paigen’s method and Beutler’s method and with Guthrie’s microbiological assay
{bacterial inhibition assay), respectively, The total number of infants screened had reached
200,092 by March, 1985 and 29 cases were under suspicion of having the diseases on the evidence
of positive results in the mass screening. Eighteen out of the 29 cases were referred to Shinshu
University, and 2 cases of phenylketonuria and 10 cases of histidinemia were found by further
detailed examination. They were given early treatment and their postnatal development was
within normal limits. These results clearly indicate that the neonatal mass screening program
for inborn errors of metabolism may play a great role in preventing the occurrence of handi-
capped children. Shinshu Med. J.,86 : 895—400, 1988
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