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Abstract: Objective To explore the clinical significance of screening and prenatal diagnosis of SMA carriers. Methods Real-time fluorescence quantitative PCR

was used to detect copy number deletion of exon 7 (E7) of SMN1 gene, and the spouses of pregnant women with positive results were detected,
and the couple were both carriers for prenatal diagnosis of the fetus. Results Among 2472 pregnant women, there were 1 homozygous deletion
of SMIN1 gene E7 copy number, 34 heterozygous deletion (carriers), with a carrying rate of about 1.4%.Daughter of SMA patients was diagnosed
as carriers of heterozygosity l0ss.18 spouses were recalled, among which 1 couple was found to be heterozygotic deletion of SMN1 gene E7, and
no definite pathogenic variation was detected in the prenatal diagnosis of their fetuses. The family rebirth of one SMA proband found that the
proband had a homozygous deletion of the SMN1 gene E7, and the mother and father of the proband had a heterozygous deletion of the SMN1
gene. The second child underwent SMA Prenatal testing, and no clear pathogenic variation was detected. Conclusion This study can provide
theoretical basis for Genetic counseling and Prenatal testing of local SMA by carrying out carrier screening of pregnant women, and use multi
technology platforms for Prenatal testing of high-risk fetuses, which can effectively avoid the birth of SMA children, and has important clinical

significance for the prevention and control of birth defects.
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