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Abstract Objective: Three genes including the OTOF, the DENB59 and the DIAPH3 have been implicated
previously in human non-syndromic auditory neuropathy. In this study, we aim to investigate whether DIAPH3
gene or the known deafness loci of 25 cloned autosomal dominant deafness (DFNA) genes contribute to the non-
syndromic hearing loss of a Chinese pedigree with dominantly inherited auditory neuropathy ( AN). Method: Nine
members of the kernal pedigree in this family were selected. Genomic DNA was isolated from the peripheral leuko-
cytes of the subjects using the Puregene DNA Isolation Kits. Firstly, the 5’ UTR of DIAPH3 gene was PCR am-
plified in all subjects. Then, the DNA fragments spanning the entire coding regions of DIAPH3, GJB2 and GJB3
genes, and 50 exons in other 23 cloned DFNA genes were amplified using specific primers. Each fragment was pu-
rified and analyzed by direct sequencing. The resultant sequence data were compared with the standard sequence to
identify deafness-associated mutations. Result: PCR amplifications were successfully conducted. We failed to detect
the presence either of c. —172G>>A mutation in the 5'UTR that have been reported, or any other deafness-associ-
ated mutations in the whole DIAPH3 gene, by sequence analysis. We also did not find any known deafness-causing
mutations among the 25 cloned DFNA genes. Conclusion: The DIAPH3 gene, and the known deafness loci of 25
cloned DFNA genes seem not contribute to the pathogenesis of this Chinese AN family in this study. which sug-
gesting new gene(s) involvement.
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%1 DIAPH3 EESI#F %I

EIR7E2R E 545" —3" 15145 (5" —3") PR BE /bp
5'UTR GCGGCCCCACCCTAGCTC CCGCAAGGCCAATCATGTTT 488
DIAPH3-1 CCACCATTCACTTTACAACTT CACGCAGGGTAACTTTTGTC 420
DIAPH3-2 ACCAAAAATGCTTAGAGTTC GGCCCTCTTTGTTTTTCTC 349
DIAPH3-3 TCGGCAGTATTTTTCAAC AGGCATTTTAATTGTGTTTT 164
DIAPH3-4 GGCAAAATGAAAAAAAGTAT GCTGCTGTTAGGGAGATTA 297
DIAPH3-5 TGGTGACGGACAAATACTA CTGCGTTACTGACAATGTG 313
DIAPH3-6 GCTGCTTAAATATACCTCAAC CAGCCATGAACTTTTTAGAG 427
DIAPH3-7 TGCAGAGCTTCATAACAAT GCTGCTTAGGGTATTGACT 305
DIAPH3-8 TGGCTGAGTATTTTGGATTTA CCTTGAAGTTTACGTTTGTTAC 659
DIAPH3-9 AAGGCAAATATGATGTGAAT AGTTGTTTGGTGTAGAGTATA 248
DIAPH3-10 GGCGAATAATGTTTTTGTG AAAGCAAAGTGATGACAAT 450
DIAPH3-11 TTGGGAGTGGGGAGTTAAG AGCCTTTTTCATTCCAACAT 405
DIAPH3-12 GCTCCCTCACTGTGTTTTTAAT GGGCCTAGAGAAAGACTGTAAG 328
DIAPH3-13 AGGCATAAATTAAATCTCAT ATGTTCTTAGTTATGTCTCTTAT 444
DIAPH3-14 ACCATTTATTTGCCCATTAG ACCTTAACATCCTGCAGAACT 429
DIAPH3-15 GCAAATAATGAATAATCGGTCTT  GCCCCTAACATGGATCTATCT 219
DIAPH3-16 TTGCTTCACTTACAGATTTCTA CCTTTCTCTCTTTCTCCTTCT 197
DIAPH3-17 TGGCACAGTATAAAAATCCTCTC GGCTTATTAGGAGGGAGGTTAC 282
DIAPH3-18 CAGGGCTGACATTTAAGA TGCTGTTTTCTTTTCAATC 323
DIAPH3-19 GTGGAAAGTACATACAAATAAA CTCCCTCCTGTTCTATTTAG 240
DIAPH3-20 TGGTTACACAAAGACATCTA CGGGCATTTAATATACTCTC 237
DIAPH3-21 GGCCAAAAGGAGAACAAAC GCCCCCAAAGCATTACT 395
DIAPH3-22 AAAGCAGCCCATATAAATCT GCGGGATGAATCACTGGTTA 250
DIAPH3-23 CAGCAGTCTACTAAAATCACAG CACCATCACCAGTTTTTGTATA 798
DIAPH3-24 GCAATTTTTTCAAGTGTTAT TGCACAGTCCTTGGTTAT 398
DIAPH3-25 TGCCTTATGGTCCCCTAGAG GCCATGCTCTAAACTATAACAC 567
3'UTR GCACAGTCTATTCTCAGCTTAT CCAGCACAACATCAAAAAC 580
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