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Carrier screening of spinal muscular atrophy and prenatal diagnosis of
high-risk fetus in Nanchong area

CHEN Li-ping' ,HE Yong-yun', CAI Yan',SHI Qi’
(1. Center for Genetics and Prenatal Diagnosis;2. Department of Obstetrics and Gynecology ,Affiliated Hospital of North Sichuan Medical
College ,Nanchong 637000 , Sichuan , China)

[ Abstract] Objective:To analyze the carrying rate of spinal muscular atrophy (SMA) and prenatal diagnosis of high-risk fetus
in Nanchong area. Methods:4,325 women of childbearing age who underwent regular prenatal examinations and sought medical atten-
tion due to adverse pregnancy history and 183 spouses were selected as the research subjects. The copy number of exon 7 of survival mo-
tor neuron (SMN1) gene was detected by real-time fluorescence PCR ( QF-PCR) ,E7 copy number 1 was carrier,the SMNI gene copy
number variation of fetal was verified by multiplex ligation-dependent probe amplification ( MLPA) method. Results; A total of 70 SMA
carriers were detected in this study,with a carrying rate of 1/64. 4, among which 64 cases (1/70.4) were heterozygote missing at E7
and E8 ,and 6 cases (1/751.3) were heterozygote missing at E7. Detection of SMN1 gene in a fetus with loss of heterozygosity in both
husband and wife and it was found that the fetus had 0 copies of SMN1 gene and 3 copies of SMN2 gene. Finally, genetic counseling was
used to prevent the birth of SMA children. Conclusion : The carrying rate of SMA in Nanchong area is 1/64. 4 ,QF-PCR detection com-
bined with MLPA for family verification of SMA patients and prenatal diagnosis of high-risk fetuses have important diagnostic value for
reducing the birth of SMA children and for the prevention and control of birth defects in this region.
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