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We aimed to establish a newborn screening method for spinal muscular atrophy
(SMA) for early detection and treatment of SMA. Using dried blood spot, we measured the copy number
of SMN1 gene, the causative gene of SMA, using quantitative real-time PCR assays. TREC and KREC,
screening tests for primary immunodeficiency, were also measured simultaneously. First, the SMN1
gene was measured using samples from SMA patients, carriers, and healthy subjects to determine the
usefulness of this PCR method. Subsequently, pilot studies were conducted using this PCR method in
some areas. The study was conducted without any particular problems, and a positive case was found.
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