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[ Abstract ] Obijective To analyze the results of screening for mutations of deafness—related genes and follow—up among
newborns in Hangzhou. Methods A total of 5 279 newborns delivered in Hangzhou Women's Hospital from June 2018 to
December 2019 underwent genetic screenings for deafness. Microarraychip hybridization method was used to screen 15
mutation sites of 4 common deafness-related genes(GJB2, GJB3, SCL26A4, 12SrRNA) with the heel blood samples. The
correlation between gene screening and hearing screening results of newborns was analyzed, the gene screening in the parents
of infants with 'deafness-related gene mutation was also conducted to evaluate the hereditary effects. The genotypes of GJB2
and SLC26A4_genes were analyzed by gene sequencing. The newborns with deafness gene mutation and hearing screening
failure were followed up. Results Among 5 279 newborns, deafness-related gene mutations were detected in 280 cases
(56:30%). The GJB2 gene was the most frequently involved with a detection rate of 3.05%(161/5 279), followed by SLC26A4 gene
(1.59%, 84/5 279), GJB3 gene(0.34%, 18/5 279), Mt12SrRNA(0.27%,14/5 279) and double heterozygous mutations(0.06%,
3/5 297). The ¢.235delC was the most common mutation for GJB2 gene, and ¢.919-2A>G was the most common mutation for
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SLC26A4 gene. The deafness-related gene mutations were detected in parents of 150 deafness gene carriers, indicating that
135 infants(90.0%) were inherited from their parents. Among deafness gene mutation carriers, 5 cases failed in hearing
screening with a positive rate of 1.79%(5/280). Among non-carriers, 25 cases failed in hearing screening with a positive rate
of 0.50%(25/4 999)(P<0.01). Among 3 cases with GJB2 homozygous/compound heterozygous mutations, 2 cases with GJB2
¢.235delC heterozygous mutation was failed to pass the hearing screening and diagnosed as severe hearing loss at 2 months
after birth, and cochlear implants(hearing aids) were installed. One case with compound heterozygous deafness at ¢.235delC/
c.109G >A was diagnosed as moderate hearing loss and cochlear implants(hearing aids) were installed. Conclusion (The

carrying rate of common deafness gene mutations is 5.30% in this study group of newborns. The combined screening of hear—

ing and deafness genes is feasible and effective for the early diagnosis and early intervention of deaf children.
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