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Detection and analysis of susceptibility genes for family deafness in children with non syndromic hearing loss
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Abstract: Objective To investigate the genotype distribution and clinical feature of GJB2,GJB3,SLC26A4
and mitochondria DNA (mtDNA) related to deafness in deaf families in Huizhou City,Guangdong province,so
From March to July 2017,99 peripheral

blood samples from 37 deaf families were collected. Hearing tests were performed and polymerase chain reac-

as to provide scientific data for deafness genes screening. Methods

tion and oligonucleotide probe guided hybridization were used to detect 13 mutations in 4 genes including
GJB2,G]JB3,SLLC26 A4 and mtDNA. Results
the rate of failure was 50.51% (50/99). Of the 37 deaf families, 11 were found to carry deaf genes,and 35

were positive,the detection rate was 35.35% (35/99). A total of 10 mutations were detected,including 16 mu-

Of the 99 samples,50 samples did not pass the hearing test,and

tations in the GJB2 gene and 19 mutations in the SLC26 A4 gene. Among them,9 cases had double allele muta-
tion (homozygous mutation + compound heterozygous mutation) s the detection rate was 9. 09% (9/99),26
cases had only one allele mutation,the detection rate was 26. 26% (26/99). 6 deaf couples were carriers of the
same type of deaf gene mutation,and 4 mothers were in early pregnancy for prenatal diagnosis. Conclusion
Mutation of SILC26A4 gene is the most common cause of deafness in this study,followed by GJB2 gene muta-
tion. Accurate and rapid diagnosis of hereditary deafness susceptibility genes is conducive to early detection
and treatment,thus improving the quality of life of patients.
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