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Development of Newborn Screening System for Spinal Muscular Atrophy
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3,300,000
SMA
SMA SMA
(€)) SMN1
@) SMN1 A3)
SMA
spinal muscular atrophy: SMA
1 2 1 50 7 1 1995
5q13 SMN1 SMN1
SMN2
SMA

Spinal muscular atrophy (SMA) is a hereditary motor neuron disease that
occurs very frequently in Japan. The purpose of this study is to establish a diagnostic test system
for SMA using dried filter paper blood and apply it to newborn screening for SMA. The following
results were obtained in this research. (1) We developed a screening method for SMN1 gene deletion
using dried blood on filter paper. (2) We developed a method for detecting SMN1 intragenic
mutations. (3) We have elucidated the cause of false positives in the SMA newborn screening test and

found that they are related to heparin, which is used to treat neonatal disease.
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