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An effective diagnostic strategy for deaf patients in Okinawa Islands using a
next-generation sequencing and exome sequencing.
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Targeted resequencing for hearing loss was performed in forty-one families.
Pathogenic substitutions in CCDC50, PTPQR, CDH23, DIAPH1, TEMPRESS3, KCNQ4, EYA4 and USH2A genes
were identified in one family respectively. The substitution of MYO15A was identified in two
families. Whole-exome sequencing was performed in fifteen families who were not identified in
targeted resequencing. OTOG, CDC42, WFS1 and TANGO6 were identified in three, one, one and one
family respectively. We published articles on the substitutions of DIAPH1 and OTOG gene. The patient

with substitution of CDC42 was diagnosed as Takenouchi-Kosaki syndrome.
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NM_174908(CCDC50):c.868C>T,p.(R290W)

NM_001145026(PTPRQ):c.6261G>A,p.W2016*

NM_001171923(CDH23):c.719C>T,p.P240L

NM_016239(NYO15A):¢.671A>G,p.Tyr224Cys

NM_016239(NYO15A):c.3658G>A,p.Gly1220Arg

NM_001039141(TRIOBP):c.951G>T,p.E317D

NM_001039141(TRIOBP):c.4484A>T,p.E1495V

NM_172163(KCNQ4):c.1807G>A, p.V603L

NM_004100(EYA4):c.602_605delCCAT,p.(Ala201Alafs*93)

NM_032119(ADGRV1): ¢.14515C>G,p.GIn4839Glu

(

NM_032119(ADGRV1): ¢.12535C>T,p.Arg4179*
(
(

NM_016239(MYO15A):c.743G>A,p.R248Q

NM_016239 (MYO15A):c.5393C>G,p.1798R

NM_206933(USH2A): ¢.11328T>G,p.Tyr3776*

6



0TOG: 3 CDC42: 1
TANGO6: 1 WFS1: 1 2 2
070G NM_001791(CDC42):c.G203A,p.Arg68GIn
NM_001277269(0TOG): ¢.330C>G, p.Tyr110*
CDC42 NM_024562(TANGOG6):exon14:c.A2664C:p.E888D
1 NM_006005(WFS1):exon4:c.G413A:p.R138H
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