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67 TargetedLexonLsequencingLsuccessfullyLdiscoversLrareLcausativeLgenesLandLclarifiesLtheLmolecularL
epidemiologyLofLJapaneseLdeafnessLpatientsaLPLoSkONEXL2013XLlXLekdfld 3.7 78

66 MutationLspectrumLandLgenotypeYphenotypeLcorrelationLofLhearingLlossLpatientsLcausedLbyL
SLweiugLmutationsLinLtheLJapanesenLaLlargeLcohortLstudyaLJournalkofkHumankGeneticsXL2014XLhmXLeieYl 4.3 73

65 MassivelyLparallelLxNuLsequencingLsuccessfullyLidentifiesLnewLcausativeLmutationsLinLdeafnessL
genesLinLpatientsLwithLcochlearLimplantationLandLyuSaLPLoSkONEXL2013XLlXLekhkmf 3.7 71

64 ythnicYspecificLspectrumLofL™JveLandLSLweiugLmutationsnLtheirLoriginLandLaLliteratureLreviewaL
AnnalskofkOtology,kRhinologykandkLaryngologyXL2015XLdegLSupplLdXLidSYkiS 2.1 68
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regionaLActakOto-LaryngologicaXL2011XLdfdXLgchYde 1.6 60

62
xeafnessLgeneLvariationsLinLaLddecLnonsyndromicLhearingLlossLcohortnLmolecularLepidemiologyLandL
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2.1 58

61 PrevalenceLandLclinicalLfeaturesLofLhearingLlossLpatientsLwithLwxHefLmutationsnLaLlargeLcohortL
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59
MutationsLinLtheLMYOdhuLgeneLareLaLsignificantLcauseLofLnonsyndromicLhearingLlossnLmassivelyL
parallelLxNuLsequencingYbasedLanalysisaLAnnalskofkOtology,kRhinologykandkLaryngologyXL2015XLdegL
SupplLdXLdhlSYilS

2.1 36

58 womprehensiveLgeneticLscreeningLofLKwNQgLinLaLlargeLautosomalLdominantLnonsyndromicLhearingL
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57 LongYtermLresultsLofLhearingLpreservationLcochlearLimplantLsurgeryLinLpatientsLwithLresidualLlowL
frequencyLhearingaLActakOto-LaryngologicaXL2017XLdfkXLhdiYhed 1.6 35

56 MassivelyLparallelLxNuLsequencingLfacilitatesLdiagnosisLofLpatientsLwithLUsherLsyndromeLtypeLdaL
PLoSkONEXL2014XLmXLemcill 3.7 34

55 zrequencyLandLclinicalLfeaturesLofLhearingLlossLcausedLbyLSTRwLdeletionsaLScientifickReportsXL2019XLmXLggcl4.9 31

54 PatientsLwithLwxHefLmutationsLandLtheLdhhhur™LmitochondrialLmutationLareLgoodLcandidatesLforL
electricLacousticLstimulationLTyuSUaLActakOto-LaryngologicaXL2012XLdfeXLfkkYlg 1.6 31

53 OTOzLmutationLscreeningLinLJapaneseLsevereLtoLprofoundLrecessiveLhearingLlossLpatientsaLBMCk
MedicalkGeneticsXL2013XLdgXLmh 2.1 26

52 TywTuLmutationsLinLJapaneseLwithLmidYfrequencyLhearingLlossLaffectedLbyLzonaLpellucidaLdomainL
proteinLsecretionaLJournalkofkHumankGeneticsXL2012XLhkXLhlkYme 4.3 26
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stimulationaLAnnalskofkOtology,kRhinologykandkLaryngologyXL2015XLdegLSupplLdXLdmfSYecgS 2.1 23

Shin-Ya Nishio

2



50 wlinicalLapplicationLofLaLcustomLumpliSeqLlibraryLandLionLtorrentLP™MLsequencingLtoLcomprehensiveL
mutationLscreeningLforLdeafnessLgenesaLGenetickTestingkandkMolecularkBiomarkersXL2015XLdmXLecmYdk 1.6 23

49
POUgzfLmutationLscreeningLinLJapaneseLhearingLlossLpatientsnLMassivelyLparallelLxNuL
sequencingYbasedLanalysisLidentifiedLnovelLvariantsLassociatedLwithLautosomalLdominantLhearingL
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3.7 23

48
MassivelyLparallelLxNuLsequencingLsuccessfullyLidentifiedLsevenLfamiliesLwithLdeafnessYassociatedL
MYOiLmutationsnLtheLmutationalLspectrumLandLclinicalLcharacteristicsaLAnnalskofkOtology,kRhinologyk
andkLaryngologyXL2015XLdegLSupplLdXLdglSYhkS

2.1 22

47 MutationsLinLLOXHxdLgeneLcauseLvariousLtypesLandLseveritiesLofLhearingLlossaLAnnalskofkOtology,k
RhinologykandkLaryngologyXL2015XLdegLSupplLdXLdfhSYgdS 2.1 22

46 WzSdLmutationLscreeningLinLaLlargeLseriesLofLJapaneseLhearingLlossLpatientsnLMassivelyLparallelLxNuL
sequencingYbasedLanalysisaLPLoSkONEXL2018XLdfXLecdmffhm 3.7 22

45 xetailedLhearingLandLvestibularLprofilesLinLtheLpatientsLwithLwOwHLmutationsaLAnnalskofkOtology,k
RhinologykandkLaryngologyXL2015XLdegLSupplLdXLdccSYdcS 2.1 21

44 ™eneLexpressionLprofilesLofLtheLcochleaLandLvestibularLendorgansnLlocalizationLandLfunctionLofL
genesLcausingLdeafnessaLAnnalskofkOtology,kRhinologykandkLaryngologyXL2015XLdegLSupplLdXLiSYglS 2.1 21

43 unLeffectiveLscreeningLstrategyLforLdeafnessLinLcombinationLwithLaLnextYgenerationLsequencingL
platformnLaLconsecutiveLanalysisaLJournalkofkHumankGeneticsXL2016XLidXLehfYid 4.3 21

42
xetectionLandLwonfirmationLofLxeafnessYwausingLwopyLNumberLVariationsLinLtheLSTRwL™eneLbyL
MassivelyLParallelLSequencingLandLwomparativeL™enomicLHybridizationaLAnnalskofkOtology,k
RhinologykandkLaryngologyXL2016XLdehXLmdlYmef

2.1 21

41 OutcomesLofLcochlearLimplantationLforLtheLpatientsLwithLspecificLgeneticLetiologiesnLaLsystematicL
literatureLreviewaLActakOto-LaryngologicaXL2017XLdfkXLkfcYkge 1.6 20

40 MutationalLspectrumLandLclinicalLfeaturesLofLpatientsLwithLuwT™dLmutationsLidentifiedLbyLmassivelyL
parallelLxNuLsequencingaLAnnalskofkOtology,kRhinologykandkLaryngologyXL2015XLdegLSupplLdXLlgSYmfS 2.1 18

39 OTOzLmutationLanalysisLwithLmassivelyLparallelLxNuLsequencingLinLeXeihLJapaneseLsensorineuralL
hearingLlossLpatientsaLPLoSkONEXL2019XLdgXLecedhmfe 3.7 17

38 zrequencyLofLmitochondrialLmutationsLinLnonYsyndromicLhearingLlossLasLwellLasLpossiblyLresponsibleL
variantsLfoundLbyLwholeLmitochondrialLgenomeLscreeningaLJournalkofkHumankGeneticsXL2014XLhmXLdccYi 4.3 17

37 SimpleLandLefficientLgermlineLcopyLnumberLvariantLvisualizationLmethodLforLtheLIonLumpliSeqâ�¢L
customLpanelaLMolecularkGeneticskramp;kGenomickMedicineXL2018XLiXLikl 2.3 15

36 SocialLHealthLInsuranceYvasedLSimultaneousLScreeningLforLdhgLMutationsLinLdmLxeafnessL™enesL
yfficientlyLIdentifiedLwausativeLMutationsLinLJapaneseLHearingLLossLPatientsaLPLoSkONEXL2016XLddXLecdieefc3.7 15

35 wochlearLImplantationLzromLtheLPerspectiveLofL™eneticLvackgroundaLAnatomicalkRecordXL2020XLfcfXLhifYhmf2.1 14

34 ™eneticLbackgroundLofLcandidatesLforLyuSLTylectricYucousticLStimulationUaLAudiologicalkMedicineXL
2010XLlXLelYfe 14

33 zeasibilityLofLhearingLpreservationLforLresidualLhearingLwithLlongerLcochlearLimplantLelectrodesaL
ActakOto-LaryngologicaXL2018XLdflXLdclcYdclh 1.6 14
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32 womprehensiveLanalysisLofLsyndromicLhearingLlossLpatientsLinLJapanaLScientifickReportsXL2019XLmXLddmki 4.9 13

31 MidYzrequencyLHearingLLossLIsLwharacteristicLwlinicalLzeatureLofLYussociatedLHearingLLossaLGenesXL
2019XLdcXL 4.2 12

30 LaserYcaptureLmicroLdissectionLcombinedLwithLnextYgenerationLsequencingLanalysisLofLcellL
typeYspecificLdeafnessLgeneLexpressionLinLtheLmouseLcochleaaLHearingkResearchXL2017XLfglXLlkYmk 3.9 11

29 MutationalLSpectrumLandLwlinicalLzeaturesLofLPatientsLwithLVariantsLIdentifiedLinLanLlckgLHearingL
LossLPatientLwohortaLGenesXL2019XLdcXL 4.2 11

28 ReplicationLinitiatorLproteinLmRNuLofLwolyeLplasmidLandLitsLantisenseLregulatorLRNuLareLunderLtheL
controlLofLdifferentLdegradationLpathwaysaLPlasmidXL2008XLhmXLdceYdc 3.3 11

27
TheLwlinicalLNextY™enerationLSequencingLxatabasenLuLToolLforLtheLUnifiedLManagementLofLwlinicalL
InformationLandL™eneticLVariantsLtoLuccelerateLVariantLPathogenicityLwlassificationaLHumank
MutationXL2017XLflXLeheYehm

4.7 10

26 ™eneticLtestingLhasLtheLpotentialLtoLimpactLhearingLpreservationLfollowingLcochlearLimplantationaL
ActakOto-LaryngologicaXL2020XLdgcXLgflYggg 1.6 10

25 HaplotypeLunalysisLofLMutationsnLzounderLyffectLorLMutationalLHotLSpotsaLGenesXL2020XLddXL 4.2 10

24 unLUsherLsyndromeLtypeLdLpatientLdiagnosedLbeforeLtheLappearanceLofLvisualLsymptomsLbyLMYOkuL
mutationLanalysisaLInternationalkJournalkofkPediatrickOtorhinolaryngologyXL2013XLkkXLemlYfce 1.7 10

23 SensorineuralLhearingLlossLandLmildLcardiacLphenotypeLcausedLbyLanLmutationaLHumankGenomek
VariationXL2018XLhXLef 1.8 10

22 PrevalenceLandLclinicalLfeaturesLofLhearingLlossLcausedLbyLyYugLvariantsaLScientifickReportsXL2020XL
dcXLfiie 4.9 9

21 TheLeffectsLofLRNuLdegradationLenzymesLonLantisenseLRNuILcontrollingLwolyeLplasmidLcopyL
numberaLPlasmidXL2008XLicXLdkgYlc 3.3 9

20 TheLPrevalenceLandLwlinicalLwharacteristicsLofLYussociatedLuutosomalLxominantLHearingLLossaLGenes
XL2019XLdcXL 4.2 8

19 TheLadvantagesLofLsoundLlocalizationLandLspeechLperceptionLofLbilateralLelectricLacousticL
stimulationaLActakOto-LaryngologicaXL2015XLdfhXLdgkYhf 1.6 8

18 uLcomparativeLanalysisLofLgeneticLhearingLlossLphenotypesLinLyuropeanbumericanLandLJapaneseL
populationsaLHumankGeneticsXL2020XLdfmXLdfdhYdfef 6.3 8

17 womprehensiveL™eneticLunalysisLofLJapaneseLuutosomalLxominantLSensorineuralLHearingLLossL
PatientsaLPLoSkONEXL2016XLddXLecdiikld 3.7 8

16 TheLgeneticLetiologyLofLhearingLlossLinLJapanLrevealedLbyLtheLsocialLhealthLinsuranceYbasedLgeneticL
testingLofLdcKLpatientsaLHumankGeneticsXL2021XLd 6.3 7

15 NovelLuwT™dLmutationsLinLpatientsLidentifiedLbyLmassivelyLparallelLxNuLsequencingLcauseL
progressiveLhearingLlossaLScientifickReportsXL2020XLdcXLkchi 4.9 6
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14 wlinicalLwharacteristicsLandLInLVitroLunalysisLofLVariantsLwausingLLateYOnsetLProgressiveLHearingL
LossaLGenesXL2020XLddXL 4.2 5

13 urginineYrichLRNuLbindingLdomainLandLproteinLscaffoldLdomainLofLRNaseLyLareLimportantLforL
degradationLofLRNuILbutLnotLforLthatLofLtheLRepLmRNuLofLtheLwolyeLplasmidaLPlasmidXL2009XLieXLlfYk 3.3 5

12 PrevalenceLofLtheLmitochondrialLdhhhLur™LandLdgmgLwrTLmutationsLinLaLcommunityYdwellingL
populationLinLJapanaLHumankGenomekVariationXL2020XLkXLek 1.8 5

11 VariantsLinLwxHefLcauseLaLbroadLspectrumLofLhearingLlossnLfromLnonYsyndromicLtoLsyndromicL
hearingLlossLasLwellLasLfromLcongenitalLtoLageYrelatedLhearingLlossaaLHumankGeneticsXL2022XLd 6.3 2

10 HumanLdeafnessYassociatedLvariantsLalterLtheLdynamicsLofLkeyLmoleculesLinLhairLcellLstereociliaL
zYactinLcoresaLHumankGeneticsXL2021XLd 6.3 2

9 xetailedLwlinicalLzeaturesLofLxeafnessLwausedLbyLaLwlaudinYdgLVariantaLInternationalkJournalkofk
MolecularkSciencesXL2019XLecXL 6.3 1

8 zrequencyLofLtheLSTRwYwuTSPyReLdeletionLinLSTRwYassociatedLhearingLlossLpatientsaaLScientifick
ReportsXL2022XLdeXLifg 4.9 1

7 PhylogenyLandLbiogeographyLofLarcticYalpineLbutterfliesLofLtheLgenusLOeneisLTNymphalidaenL
SatyrinaeUaLEntomologicalkScienceXL2021XLegXLdlfYdmh 1.1 1

6 IdentificationLofLaLNovelLwopyLNumberLVariationLofLyYugLwausingLuutosomalLxominantL
NonYsyndromicLHearingLLossaLOtologykandkNeurotologyXL2021XLgeXLeliiYelkg 2.6 1

5 udvancesLinLMolecularL™eneticsLandLtheLMolecularLviologyLofLxeafnessaLBioMedkResearchk
InternationalXL2016XLecdiXLhiemcmf 3 1

4
ImprovementLofLaLRapidLandLHighlyLSensitiveLMethodLforLtheLxiagnosisLofLtheLMitochondrialL
madhhhur™LMutationLvasedLonLaLSingleYStrandedLTagLHybridizationLwhromatographicLPrintedYurrayL
StripaLGenetickTestingkandkMolecularkBiomarkersXL2021XLehXLkmYlf

1.6 1

3 MilestonesLtowardLcochlearLgeneLtherapyLforLpatientsLwithLhereditaryLhearingLlossaLLaryngoscopek
InvestigativekOtolaryngologyXL2021XLiXLmhlYmik 2.8 1

2 ytiologyLofLhearingLlossLaffectsLauditoryLskillLdevelopmentLandLvocabularyLdevelopmentLinL
pediatricLcochlearLimplantationLcasesaaLActakOto-LaryngologicaXL2022XLdYl 1.6 0

1 ™eneticLwounselingLforLPatientsLwithL™JveYussociatedLHearingLLossaLPracticakOtologicaXL2020XLddfXLeefYeff0
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