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Abstract: Objective To explore the clinical significance of neonatal screening and diagnosis for spinal muscular atrophy (SMA). Methods Based on dried
blood spot filter paper, quantitative polymerase chain reaction (qPCR) technology was used to detect the deletion of exon 7 (E7) of the SMN1 gene.
Retrospective analysis was performed on dried blood spot filter paper samples from newborns to confirm suspected SMA cases and provide guidance for
second-child fertility. Results Among 7143 newborns, 170 carriers were identified, with a carrier rate of approximately 2.38% (170/7143), which is within
the normal range compared to reported carrier screening data. A couple with a suspected SMA death in their first child at 5 months of age was identified.
Genetic testing of their subsequent pregnancy revealed heterozygous deletions of exons 7-8 (E7-E8) of the SMIN1 gene in both parents. The first child
had a homozygous deletion of exon 7 (E7) of the SMN1 gene. After genetic counseling, prenatal diagnosis was performed for the second child, and no
homozygous deletion of exons 7-8 (E7-E8) of the SMN1 gene was detected. Conclusion Neonatal screening for SMA can enable early detection of suspected
cases. Early diagnosis and intervention can significantly improve the survival rate and motor function development of SMA patients.
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