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Abstract

Objective: Newborns with spinal muscular atrophy (SMA) carriers were screened in Huizhou to understand the epidemiological
characteristics of SMA, and to provide a basis for genetic counseling, genetic screening and presymptomatic intervention in SMA
families. Methods: Collect heel blood dried blood spot samples and clinical data for newborns born between December 2022 and
July 2024 at the Second Maternal and Child Health Hospital in Huizhou City who underwent SMN1 mutation carrier screening.
Using multiplex PCR fluorescence probe technology, relative quantitative detection of copy number of SMN1 E7 was performed,
and the deletion status of the target gene was analyzed to grasp the frequency of SMNI E7 mutations in newborns in Huizhou area.
Results: Among 9312 newborns, a total of 204 SMA carriers were detected, with a carrier rate of approximately 1/46; Among
them, the mutation frequency of male newborns is about 1/47, and the mutation frequency of female newborns is about 1/44.There
is no significant difference in the SMNI E7 mutation carrying rate among different ethnic groups in Huizhou(c’=0.128, P=0.720).
There was no significant difference in SMA carrier rates among different ethnic groups (c’=5.961, P=0.069). There is no correlation
between the basic birth information of newborns and the presence of SMA genes. Conclusion: The carrier rate of SMA mutation
in newborns in Huizhou area is higher than that in the Chinese population. It is recommended that newborns undergo SMNI E7
mutation screening.
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