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Abstract:Objective To explore the results and application of extended carrier screening for childbearing
age population in Chongqing. Methods A retrospective study was performed on the genetic testing results of
couples of childbearing age who were screened by sequential screening for extended carriers in the hospital
from July 2023 to November 2024 ,and the carrier rate of pathogenic genes for monogenic diseases was counted
and analyzed. Results A total of 7 574 patients of childbearing age were screened for carriers of 11 monogenic
genetic diseases,including 5 806 females and 1 768 males,and 103 high-risk couples were detected. The overall
carrier rate of the target disease was 38. 84% (2 942/7 574). The proportion of target gene carriers was
16.24% (1 230/7 574) for GJB2 gene,including 970 cases of GJB2:c. 109G>A,6.27% (475/7 574) for HBA
gene,2.89% (219/7 574) for ATP7B gene,and 2. 84% (215/7 574) for CYP21A2 gene. SMNI1 gene was
1.81% (137/7 574) ,HBB gene was 1. 78% (135/7 574) ,SLC26A4 gene was 1. 73% (131/7 574) ,PAH gene
was 1.61% (122/7 574) ,MMACHC gene was 1.45% (110/7 574). MMUT gene accounted for 1. 00% (76/
7 574) ,MT-RNRI gene accounted for 0. 95% (72/7 574),DMD gene accounted for 0. 16% (12/7 574),F8
gene accounted for 0.05% (4/7 574) ,and FMR1 gene accounted for 0. 05% (4/7 574). Conclusion Providing
single gene genetic disease carrier screening for childbearing age population, genetic counseling and eugenics
guidance for high-risk couples can effectively avoid the birth of children with related diseases.
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