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Carrier screening and prenatal diagnosis for spinal muscular atrophy

of 4 429 pregnant women in Yancheng area”
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ZHOU Yueyun® ,LIU Jianbing’ HU Suwei*”

(1. Yangzhou University ,Yangzhou ,Jiangsu 225002 ,China ;2. Department of Prenatal Diagnosis ,
Yancheng Maternal and Child Health Hospital ,Yancheng »Jiangsu 224001 ,China ;3. Department
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[Abstract] Objective To screen the carriers of spinal muscular atrophy (SMA) of 4 429 pregnant
women in Yancheng area,and prenatal diagnosis was performed on the fetus of the carrier couple,so as to ex-
plore the carrying frequency of SMA and the clinical significance. Methods A total of 33 560 pregnant women
with normal phenotype were selected from Prenatal Diagnosis Department of Yancheng Maternal and Child
Health Hospital from October 2020 to February 2022. The copy numbers of exons seven and eight (E7 and
E8) in motor neuron survival gene 1 (SMN1) were detected by fluorescence quantitative PCR,and couples of
SMA carriers were screened out. Fetuses of both carriers were performed on prenatal diagnose by multiple
connection dependent probe amplification (MLPA). Results There were 33 560 pregnant women received
SMA carrier screening education,of whom 4 429 pregnant women accepted carrier screening voluntarily, and
the acceptance rate was about 13. 2%. Of the 4 429 pregnant women, 73 cases were screened to carry E7 single
copy or E7 and E8 single copy of SMNI1 gene,including 67 cases with E7 and E8 single copy and six cases with
E7 single copy only. The carrier rate was 1/61. After genetic counseling, 60 spouses accepted the screen for
SMA. The results showed that two couples were both SMA carriers,and prenatal diagnosis was implemented
on the two high-risk fetuses. Finally,it was suggested that one fetus with double copies of SMNI1 gene E7 and
E8 (normal) continued the pregnancy. One case of fetus with zero copies of SMN1 gene E7 and E8 (child with

*  EETIE . VLHE T A 2R H (YK2021054) ., {EE A 0K K Hk (1986 —) , T34 B U 78 3 A7+, 35 25 N3 72 iy i &
FF=HT 2 W55, A JE{EYE#E ,E-mail: husuwei2004@126. com.,



EHhEF223%3AF52%%5M

SMA) , termination of pregnancy. Conclusion
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The frequency of SMA mutation in Yancheng population was

determined by screening.and combining use of MLPA for prenatal diagnosis in high-risk fetuses can avoid the

birth of SMA children.
[ Key words ]

natal diagnosis
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