TMiERESZRE - 508 % - 55 028 - 2025 £ 02 A DOI: https://doi.org/10.12345/yzlcyxzz.v8i2.23991

Analysis of G6PD gene screening results in 853 newborns—
a case study of Ningxia region

Chuntao Sun' Youjing Sheng' Bin Yue’ Yanna Zhang’ Cui Guo’

1. Department of Pediatric Care and Neonatology, Yinchuan Maternal and Child Health Hospital, Yinchuan, Ningxia,
750001, China
2. Beijing Ganjiang Biotechnology Co., Ltd., Beijing, 100176, China

Abstract

Objective: The characteristics of neonatal glucose-6-phosphate dehydrogenase (G6PD) gene mutations in Ningxia were analyzed,
which provided data support for the subsequent establishment of G6PD gene mutation map in Ningxia. Methods: A total of 853
neonates in Ningxia from February~April 2022 were used as the research objects, and 11 common loci of stem G6PD gene were
detected by fluorescence PCR melting curve method. Results: Among the 853 neonates, a total of 149 cases were detected to carry
G6PD gene mutations, with a total detection rate of 17.5%: 147 cases of ¢.1311C>T mutations, and an allele carrying rate of 17.2%.
One case of ¢.487G>A mutation and one case of ¢.1311C>T/c.487G>A compound heterozygous mutation were detected, and the
allele carrying rate was 0.10%. The total allele carrying rate of G6PD gene and c.1311C>T allele carrying rate were 22.3% (94/422)
and 22.0% (93/422) in female subjects, respectively, which were significantly higher than those in male subjects 12.8% (55/431) and
12.5% (54/431) (both P<0.05).Conclusion: The detection rate of GOPD mutation gene in neonates in Ningxia was high, and the main
mutation type was ¢.1311C>T mutation, and women were more likely to develop G6PD gene mutations than men. Genetic screening
can significantly reduce the missed screening rate of female heterozygotes, provide scientific guidance for this population, and
comprehensively improve the quality of the population in the region.
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