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Analysis of mitochondrial tRNAHis12192G>A mutation in a pedigrees with non-syndromic hearing loss "
WANG Hui' ,2YAO Juan' ,FAN Wenlu' , TANG Xiaowen' , Zheng Binjiao' ,LV Jianxin',XUE Ling' ,GUAN Minxin"**
(1. Attardi Institute of Mitochondrial Biomedicine ,Wenzhou Medical University ,Wenzhou , Zhejiang 325035,China;
2. Institute of Genetics » Zhejiang University s Hangzhou,Zhejiang 310058 ,China)

Abstract: Objective To analyze the clinical, genetic and molecular characteristics of a pedigrees with non-syndromic hearing
loss(NSHL) ,carrying tRNAHis12192G> A mutation. Methods GJB2,GJB3,GJB6 gene encoding region and mitochondrial tRNA
gene of 572 patients with NSHL and 521 healthy controls were amplified. A patient with tRNAHis12192G>> A mutation underwent
A subject with tRNAHis12192G> A mutation were detected in the 572 cases
with NSHL. Sequencing results revealed the pedigrees were without pathological mutations in GJB2.GJB3 and GJB6 gene encoding
tRNA-

genetic analysis and pedigree assessment. Results

region. Seven of the 13 matrilineal relatives in this pedigree were with varying degrees of hearing loss. Conclusion

His12192G> A mutation might be the molecular basis of this pedigree,and the different phenotypes among the pedigree members

could due to nuclear modifier genes or environmental factors.

Key words: non-syndromic hearing loss;
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