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Abstract: Spinal muscular atrophy (SMA) is a genetic disease with the highest mortality rate within 2 years of age. With the inclusion of nosinasan sodium, risapram and other
modified treatment drugs in medical insurance, neonatal screening has become the key to early diagnosis and treatment of SMA and good prognosis.Quantitative
Real-time PCR (gPCR) and multiplex ligation-dependent probe amplification (MLPA) have been used to detect SMA clinically. In pre-pregnancy or prenatal carrier
screening, experts recommend the use of qPCR for primary screening and MLPA for validation.This article reviews the techniques and methodologies that can be
used for SMA neonatal screening, and provides a reference for the selection of methodologies for large-scale SMA screening in the neonatal population.
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