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m Paper IF Citations

103
VariantsJinJtriggeringJreceptorJexpressedJonJmyeloidJcellsJcJareJassociatedJwithJbothJbehavioralJ
variantJfrontotemporalJlobarJdegenerationJandJslzheimerRsJdiseaseYJNeurobiologyfoffAgingWJ2013WJ
deWJcahhYebbXi

5.6 111

102 velineatingJtheJyRINbJphenotypicJspectrumlJsJdistinctJgeneticJNMvsJreceptorJencephalopathyYJ
NeurologyWJ2016WJigWJcbhbXi 6.5 108

101 sJmutationJinJustPcWJexpressedJinJcochlearJhairJcellsWJcausesJautosomalXrecessiveJhearingJ
impairmentYJAmericanfJournalfoffHumanfGeneticsWJ2012WJkbWJgdgXef 11 77

100 TheJcodingJpolymorphismJTcgdIJinJTyxXbetabJisJassociatedJwithJotosclerosisJinJtwoJindependentJ
populationsYJHumanfMolecularfGeneticsWJ2007WJbgWJcacbXda 5.6 67

99 yenomeXwideJassociationJanalysisJdemonstratesJtheJhighlyJpolygenicJcharacterJofJageXrelatedJ
hearingJimpairmentYJEuropeanfJournalfoffHumanfGeneticsWJ2015WJcdWJbbaXf 5.3 66

98 vxNsiZbcJcausedJbyJTwuTsJmutationsJisJtheJmostJidentifiedJsubtypeJofJnonsyndromicJautosomalJ
dominantJhearingJlossYJHumanfMutationWJ2011WJdcWJicfXde 4.7 62

97 vNsJviagnosticsJofJzereditaryJzearingJLosslJsJTargetedJResequencingJspproachJuombinedJwithJaJ
MutationJulassificationJSystemYJHumanfMutationWJ2016WJdhWJibcXk 4.7 59

96 TheJetiologyJofJotosclerosislJaJcombinationJofJgenesJandJenvironmentYJLaryngoscopeWJ2010WJbcaWJbbkfXcac3.6 58

95 sJsensitiveJandJspecificJdiagnosticJtestJforJhearingJlossJusingJaJmicrodropletJPuRXbasedJapproachJ
andJnextJgenerationJsequencingYJAmericanfJournalfoffMedicalfGeneticsufPartfAWJ2013WJbgbsWJbefXfc 2.5 56

94 sJgenomeXwideJanalysisJidentifiesJgeneticJvariantsJinJtheJRwLNJgeneJassociatedJwithJotosclerosisYJ
AmericanfJournalfoffHumanfGeneticsWJ2009WJieWJdciXdi 11 52

93 sssociationJofJboneJmorphogeneticJproteinsJwithJotosclerosisYJJournalfoffBonefandfMineralf
ResearchWJ2008WJcdWJfahXbg 6.3 51

92 sJseventhJlocusJforJotosclerosisWJOTSuhWJmapsJtoJchromosomeJgqbdXbgYbYJEuropeanfJournalfoff
HumanfGeneticsWJ2007WJbfWJdgcXi 5.3 48

91 sJnewJlocusJforJotosclerosisWJOTSuiWJmapsJtoJtheJpericentromericJregionJofJchromosomeJkYJHumanf
GeneticsWJ2008WJbcdWJcghXhc 6.3 46

90 sJcomprehensiveJcatalogueJofJtheJcodingJandJnonXcodingJtranscriptsJofJtheJhumanJinnerJearYJ
HearingfResearchWJ2016WJdddWJcggXche 3.9 37

89 sutosomalJrecessiveJSticklerJsyndromeJinJtwoJfamiliesJisJcausedJbyJmutationsJinJtheJuOLksbJgeneJ
2011WJfcWJehheXk 34

88 sJxrameXShiftJMutationJinJusVbJIsJsssociatedJwithJaJSevereJNeonatalJProgeroidJandJLipodystrophyJ
SyndromeYJPLoSfONEWJ2015WJbaWJeabdbhkh 3.7 27

87 uaXbindingJproteinJcJinhibitsJuaXchannelJinactivationJinJmouseJinnerJhairJcellsYJProceedingsfoffthef
NationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaWJ2017WJbbeWJwbhbhXwbhcg 11.5 26
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86 troadeningJtheJphenotypeJofJLRPcJmutationslJaJnewJmutationJinJLRPcJcausesJaJpredominantlyJ
ocularJphenotypeJsuggestiveJofJSticklerJsyndromeYJClinicalfGeneticsWJ2014WJigWJcicXg 4 26

85 ylobalJgeneticJinsightJcontributedJbyJconsanguineousJPakistaniJfamiliesJsegregatingJhearingJlossYJ
HumanfMutationWJ2019WJeaWJfdXhc 4.7 26

84 vetectionJofJrareJnonsynonymousJvariantsJinJTyxtbJinJotosclerosisJpatientsYJAnnalsfoffHumanf
GeneticsWJ2009WJhdWJbhbXf 2.2 25

83 NovelJcandidateJgenesJandJvariantsJunderlyingJautosomalJrecessiveJneurodevelopmentalJdisordersJ
withJintellectualJdisabilityYJHumanfGeneticsWJ2018WJbdhWJhdfXhfc 6.3 24

82 NoJevidenceJforJassociationJbetweenJtheJreninXangiotensinXaldosteroneJsystemJandJotosclerosisJinJ
aJlargeJtelgianXvutchJpopulationYJOtologyfandfNeurotologyWJ2009WJdaWJbahkXid 2.6 23

81 yeneticJvariantsJinJtheJRwLNJgeneJareJassociatedJwithJotosclerosisJinJmultipleJwuropeanJ
populationsYJHumanfGeneticsWJ2010WJbchWJbffXgc 6.3 23

80
uaseJReportlJNovelJmutationsJinJareJassociatedJwithJautosomalJdominantJtonicXclonicJandJ
myoclonicJepilepsyJandJrecessiveJParkinsonismWJpsychosisWJandJintellectualJdisabilityYJF1000Research
WJ2017WJgWJffd

3.6 20

79 sJSyndromicJIntellectualJvisabilityJvisorderJuausedJbyJVariantsJinJTwLOcWJaJyeneJwncodingJaJ
uomponentJofJtheJTTTJuomplexYJAmericanfJournalfoffHumanfGeneticsWJ2016WJkiWJkakXkbi 11 19

78 TwoJunrelatedJchildrenJwithJoverlappingJgqcfYdJdeletionsWJmotorJspeechJdisordersWJandJlanguageJ
delaysYJAmericanfJournalfoffMedicalfGeneticsufPartfAWJ2017WJbhdWJcgfkXcggk 2.5 18

77 sJveJNovoJMutationJinJTwsvbJuausesJNonXXXLinkedJsicardiJSyndromeJ2015WJfgWJdikgXkae 18

76 sssociationJofJuOLbsbJandJTyxtbJpolymorphismsJwithJotosclerosisJinJaJTunisianJpopulationYJ
AnnalsfoffHumanfGeneticsWJ2011WJhfWJfkiXgae 2.2 18

75 MutationalJandJphenotypicJspectraJofJKuNwbJdeficiencyJinJJervellJandJLangeXNielsenJSyndromeJandJ
RomanoXWardJSyndromeYJHumanfMutationWJ2019WJeaWJbgcXbhg 4.7 18

74 sJnewJlocusJforJotosclerosisWJOTSubaWJmapsJtoJchromosomeJbqebXeeYJClinicalfGeneticsWJ2011WJhkWJekfXh 4 17

73
uaseJReportlJuompoundJheterozygousJnonsenseJmutationsJinJTRMTbasJareJassociatedJwithJ
microcephalyWJdelayedJdevelopmentWJandJperiventricularJwhiteJmatterJhyperintensitiesYJ
F1000ResearchWJ2015WJeWJkbc

3.6 17

72 IdentificationJofJnovelJgeneticJriskJlociJinJMalteseJdogsJwithJnecrotizingJmeningoencephalitisJandJ
evidenceJofJaJsharedJgeneticJriskJacrossJtoyJdogJbreedsYJPLoSfONEWJ2014WJkWJebbchff 3.7 17

71 IdentificationJofJusuNsbvJvariantsJassociatedJwithJsinoatrialJnodeJdysfunctionJandJdeafnessJinJ
additionalJPakistaniJfamiliesJrevealsJaJclinicalJsignificanceYJJournalfoffHumanfGeneticsWJ2019WJgeWJbfdXbga 4.3 17

70 visparitiesJinJdiscoveryJofJpathogenicJvariantsJforJautosomalJrecessiveJnonXsyndromicJhearingJ
impairmentJbyJancestryYJEuropeanfJournalfoffHumanfGeneticsWJ2019WJchWJbefgXbegf 5.3 16

69 uOLbsbJassociationJandJotosclerosislJaJmetaXanalysisYJAmericanfJournalfoffMedicalfGeneticsufPartfAWJ
2012WJbfisWJbaggXha 2.5 15
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68 yeneticJvariantsJinJRwLNJareJassociatedJwithJotosclerosisJinJaJnonXwuropeanJpopulationJfromJ
TunisiaYJAnnalsfoffHumanfGeneticsWJ2010WJheWJdkkXeaf 2.2 15

67 veJnovoJvariantsJinJyRwtbLJareJassociatedJwithJnonXsyndromicJinnerJearJmalformationsJandJ
deafnessYJHumanfGeneticsWJ2018WJbdhWJefkXeha 6.3 14

66
yeneticJassociationJanalysisJinJaJclinicallyJandJhistologicallyJconfirmedJotosclerosisJpopulationJ
confirmsJassociationJwithJtheJTyxtbJgeneJbutJsuggestsJanJassociationJofJtheJRwLNJgeneJwithJaJ
clinicallyJindistinguishableJotosclerosisXlikeJphenotypeYJOtologyfandfNeurotologyWJ2014WJdfWJbafiXge

2.6 13

65 xsMkcsJUnderliesJNonsyndromicJPostaxialJPolydactylyJinJzumansJandJanJsbnormalJLimbJandJvigitJ
SkeletalJPhenotypeJinJMiceYJJournalfoffBonefandfMineralfResearchWJ2019WJdeWJdhfXdig 6.3 13

64
WholeJtranscriptomeJprofilingJofJtheJhumanJhippocampusJsuggestsJanJinvolvementJofJtheJKItRsJ
rsbhahabefJpolymorphismJinJdifferentialJactivationJofJtheJMsPKJsignalingJpathwayYJHippocampusWJ
2017WJchWJhieXhkd

3.5 12

63 sJdeJnovoJmissenseJmutationJinJZMYNvbbJisJassociatedJwithJglobalJdevelopmentalJdelayWJseizuresWJ
andJhypotoniaYJJournalfoffPhysicalfEducationfandfSportsfManagementWJ2016WJcWJaaaaifb 2.8 12

62 NovelJdigenicJinheritanceJofJPuvzbfJandJUSzbyJunderliesJprofoundJnonXsyndromicJhearingJ
impairmentYJBMCfMedicalfGeneticsWJ2018WJbkWJbcc 2.1 12

61 uharacterizationJofJXJchromosomeJinactivationJusingJintegratedJanalysisJofJwholeXexomeJandJ
mRNsJsequencingYJPLoSfONEWJ2014WJkWJebbdadg 3.7 12

60 xamilyJhistoryJofJslzheimerRsJdiseaseJaltersJcognitionJandJisJmodifiedJbyJmedicalJandJgeneticJ
factorsYJELifeWJ2019WJiWJ 8.9 12

59 VariantsJinJKIssaicfJunderlieJautosomalJrecessiveJpostaxialJpolydactylyYJHumanfGeneticsWJ2019WJ
bdiWJfkdXgaa 6.3 11

58 InvolvementJofJTXcellJreceptorXbetaJalterationsJinJtheJdevelopmentJofJotosclerosisJlinkedJtoJOTSucYJ
GenesfandfImmunityWJ2010WJbbWJcegXfd 4.4 11

57
TranscriptionalJprofilingJofJmultipleJsystemJatrophyJcerebellarJtissueJhighlightsJdifferencesJ
betweenJtheJparkinsonianJandJcerebellarJsubXtypesJofJtheJdiseaseYJActafNeuropathologicaf
CommunicationsWJ2020WJiWJhg

7.3 10

56 VariantsJaffectingJdiverseJdomainsJofJMwPwJareJassociatedJwithJtwoJdistinctJboneJdisordersWJaJ
craniofacialJboneJdefectJandJotosclerosisYJGeneticsfinfMedicineWJ2019WJcbWJbbkkXbcai 8.1 10

55 uonfirmationJofJtheJRoleJofJvzXdiJinJtheJwtiologyJofJwarlyXOnsetJRetinitisJPigmentosaJ2018WJfkWJeffcXeffh 9

54 sJvariantJinJLMXbsJcausesJautosomalJrecessiveJsevereXtoXprofoundJhearingJimpairmentYJHumanf
GeneticsWJ2018WJbdhWJehbXehi 6.3 9

53 sutosomalJvominantlyJInheritedJyRwtbLJVariantsJinJIndividualsJwithJProfoundJSensorineuralJ
zearingJImpairmentYJGenesWJ2020WJbbWJ 4.2 8

52 sJbJbpJdeletionJinJtheJdualJreadingJframeJdeafnessJgeneJLRTOMTJcausesJaJframeshiftJfromJtheJfirstJ
intoJtheJsecondJreadingJframeYJAmericanfJournalfoffMedicalfGeneticsufPartfAWJ2011WJbffsWJcacbXd 2.5 8

51 wxploringJgenomeXwideJvNsJmethylationJpatternsJinJsicardiJsyndromeYJEpigenomicsWJ2017WJkWJbdhdXbdig4.4 7
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50 wxomeJSequencingJofJTwoJSiblingsJwithJSporadicJsutismJSpectrumJvisorderJandJSevereJSpeechJ
SoundJvisorderJSuggestsJPleiotropicJandJuomplexJwffectsYJBehaviorfGeneticsWJ2019WJekWJdkkXebe 3.2 7

49
NeonatalJepilepticJencephalopathyJcausedJbyJdeJnovoJyNsObJmutationJmisdiagnosedJasJatypicalJ
RettJsyndromelJuautionsJinJinterpretationJofJgenomicJtestJresultsYJSeminarsfinfPediatricfNeurologyWJ
2018WJcgWJciXdc

2.9 7

48 uompoundJheterozygousJmutationsJinJSNsPckJisJassociatedJwithJPelizaeusXMerzbacherXlikeJ
disorderJSPMLvTYJHumanfGeneticsWJ2019WJbdiWJbeakXbebh 6.3 7

47 sJdeJnovoJspliceJsiteJmutationJinJusSKJcausesJxyJsyndromeXeJandJcongenitalJnystagmusYJAmericanf
JournalfoffMedicalfGeneticsufPartfAWJ2017WJbhdWJgbbXgbh 2.5 6

46 zearingJimpairmentJlocusJheterogeneityJandJidentificationJofJPLSbJasJaJnewJautosomalJdominantJ
geneJinJzungarianJRomaYJEuropeanfJournalfoffHumanfGeneticsWJ2019WJchWJigkXihi 5.3 6

45 InsufficientJevidenceJforJaJroleJofJSwRPINxbJinJotosclerosisYJMolecularfGeneticsfandfGenomicsWJ2019WJ
ckeWJbaabXbaag 3.1 6

44
sJnovelJxtXOciJframeshiftJmutationJinJaJchildJwithJdevelopmentalJdelayWJdysmorphicJfeaturesWJandJ
intractableJepilepsylJsJsecondJgeneJthatJmayJcontributeJtoJtheJbqebXqecJdeletionJphenotypeYJ
AmericanfJournalfoffMedicalfGeneticsufPartfAWJ2018WJbhgWJbfekXbffi

2.5 6

43 uompoundJheterozygousJmutationsJinJinJaJdeafJchildJwithJabsentJcochlearJnervesYJNeurology:f
GeneticsWJ2017WJdWJebfd 3.8 6

42 RareJvariantsJinJtMPcJandJtMPeJfoundJinJotosclerosisJpatientsJreduceJSmadJsignalingYJOtologyfandf
NeurotologyWJ2014WJdfWJdkfXeaa 2.6 6

41 PhenotypeJofJtheJfirstJotosclerosisJfamilyJlinkedJtoJOTSubaYJLaryngoscopeWJ2011WJbcbWJidiXef 3.6 6

40 ulinicalJandJgeneticJanalysisJofJtwoJTunisianJotosclerosisJfamiliesYJAmericanfJournalfoffMedicalf
GeneticsufPartfAWJ2007WJbedsWJbgfdXga 2.5 6

39 LongXreadJwholeXgenomeJsequencingJforJtheJgeneticJdiagnosisJofJdystrophinopathiesYJAnnalsfoff
ClinicalfandfTranslationalfNeurologyWJ2020WJhWJcaebXcaeg 5.3 6

38 wxomeJsequencingJrevealsJpredominantlyJdeJnovoJvariantsJinJdisordersJwithJintellectualJdisabilityJ
SIvTJinJtheJfounderJpopulationJofJxinlandYJHumanfGeneticsWJ2021WJbeaWJbabbXback 6.3 6

37
sJdeJnovoJSIXbJvariantJinJaJpatientJwithJaJrareJnonsyndromicJcochleovestibularJnerveJabnormalityWJ
cochlearJhypoplasiaWJandJbilateralJsensorineuralJhearingJlossYJMolecularfGeneticsfnamp;fGenomicf
MedicineWJ2019WJhWJekkf

2.3 5

36 yenomeJwideJanalysisJinJaJfamilyJwithJsensorineuralJhearingJlossWJautismJandJmentalJretardationYJ
GeneWJ2012WJfbaWJbacXg 3.8 5

35 uentersJforJMendelianJyenomicslJsJdecadeJofJfacilitatingJgeneJdiscoveryYYJGeneticsfinfMedicineWJ
2022WJ 8.1 5

34 PracticalJapproachJtoJtheJgeneticJdiagnosisJofJunsolvedJdystrophinopathieslJaJstepwiseJstrategyJinJ
theJgenomicJeraYJJournalfoffMedicalfGeneticsWJ2021WJfiWJhedXhfb 5.8 5

33 SplicingJuharacteristicsJofJvystrophinJPseudoexonsJandJIdentificationJofJaJNovelJPathogenicJ
IntronicJVariantJinJtheJyeneYJGenesWJ2020WJbbWJ 4.2 4

(2020-2019)
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32 zeterozygosityJmappingJforJhumanJdominantJtraitJvariantsYJHumanfMutationWJ2019WJeaWJkkgXbaae 4.7 3

31 tiXsllelicJNovelJVariantsJinJIdentifiedJinJaJuameroonianJMultiplexJxamilyJwithJNonXSyndromicJ
zearingJImpairmentYJGenesWJ2020WJbbWJ 4.2 3

30 yenesJImplicatedJinJRareJuongenitalJInnerJwarJandJuochleovestibularJNerveJMalformationsYJEarfandf
HearingWJ2020WJebWJkidXkik 3.4 3

29 yenomeXwideJanalysisJrevealsJaJnovelJautosomalXrecessiveJhearingJlossJlocusJvxNtiaJonJ
chromosomeJcpbgYbXpcbYJJournalfoffHumanfGeneticsWJ2013WJfiWJkiXbab 4.3 3

28 uongenitalJmyasthenicJsyndromeJcausedJbyJaJframeshiftJinsertionJmutationJinYJNeurology:fGeneticsWJ
2020WJgWJeegi 3.8 3

27 sJnovelJvariantJinJgeneJisJassociatedJwithJautosomalJdominantJnonXsyndromicJhearingJimpairmentJ
SvxNshbTJinJaJuameroonianJfamilyYJExperimentalfBiologyfandfMedicineWJ2021WJcegWJbfceXbfdc 3.7 3

26 velineatingJtheJmolecularJandJphenotypicJspectrumJofJtheJSwTvbtXrelatedJsyndromeYJGeneticsfinf
MedicineWJ2021WJcdWJcbccXcbdh 8.1 3

25 wSzRvlJdeconvolutionJofJbrainJhomogenateJRNsJexpressionJdataJtoJidentifyJcellXtypeXspecificJ
alterationsJinJslzheimerRsJdiseaseYJAgingWJ2020WJbcWJebceXebgc 5.6 2

24 yenomicJanalysisJofJchildhoodJhearingJlossJinJtheJYorubaJpopulationJofJNigeriaYJEuropeanfJournalfoff
HumanfGeneticsWJ2021WJ 5.3 2

23 sJnovelJeYcfJkbJheterozygousJdeletionJinJPsXgJinJaJuhineseJzanJfamilyJwithJcongenitalJaniridiaJ
combinedJwithJcataractJandJnystagmusYJBMCfOphthalmologyWJ2021WJcbWJdfd 2.3 2

22
MaternalJmosaicismJunderliesJtheJinheritanceJofJaJrareJgermlineJsKTdJvariantJwhichJisJresponsibleJ
forJmegalencephalyXpolymicrogyriaXpolydactylyXhydrocephalusJsyndromeJinJtwoJRomaJ
halfXsiblingsYJExperimentalfandfMolecularfPathologyWJ2020WJbbfWJbaeehb

4.4 2

21 WolframXlikeJsyndromeJwithJbicuspidJaorticJvalveJdueJtoJaJhomozygousJmissenseJvariantJinJuvKbdYJ
JournalfoffHumanfGeneticsWJ2021WJggWJbaakXbabi 4.3 2

20 xurtherJconfirmationJofJtheJassociationJofJSLubcscJwithJnonXsyndromicJautosomalXdominantJ
hearingJimpairmentYJJournalfoffHumanfGeneticsWJ2021WJggWJbbgkXbbhf 4.3 2

19 sJwideJrangeJofJprotectiveJandJpredisposingJvariantsJinJaggrecanJinfluenceJtheJsusceptibilityJforJ
otosclerosisYJHumanfGeneticsWJ2021WJb 6.3 2

18 sutosomalJrecessiveJnonsyndromicJhearingJimpairmentJinJtwoJxinnishJfamiliesJdueJtoJtheJ
populationJenrichedJustPcJcYgdhVbypTJvariantYYJMolecularfGeneticsfnamp;fGenomicfMedicineWJ2022WJebigg2.3 1

17 sJMonoallelicJVariantJinJIsJsssociatedJwithJNonXSyndromicJsutosomalJvominantJzearingJ
ImpairmentJinJaJSouthJsfricanJxamilyYJGenesWJ2021WJbcWJ 4.2 1

16 TranscriptionalJprofilingJofJMultipleJSystemJstrophyJcerebellarJtissueJhighlightsJdifferencesJ
betweenJtheJparkinsonianJandJcerebellarJsubXtypesJofJtheJdisease 1

15 xurtherJevidenceJofJinvolvementJofJTMwMbdcwJinJautosomalJrecessiveJnonsyndromicJhearingJ
impairmentYJJournalfoffHumanfGeneticsWJ2020WJgfWJbihXbkc 4.3 1
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14 UtilizingJRNsJandJoutlierJanalysisJtoJidentifyJanJintronicJspliceXalteringJvariantJinJsPeSbJinJaJsiblingJ
pairJwithJprogressiveJspasticJparaplegiaYJHumanfMutationWJ2020WJebWJebcXebk 4.7 1

13 svsMTSbWJMPvZWJMVvWJandJSwZglJcandidateJgenesJforJautosomalJrecessiveJnonsyndromicJhearingJ
impairmentYJEuropeanfJournalfoffHumanfGeneticsWJ2021WJ 5.3 1

12 velineatingJtheJgenotypicJandJphenotypicJspectrumJofJXrelatedJneurodevelopmentalJdisordersYJ
JournalfoffMedicalfGeneticsWJ2021WJ 5.8 1

11
IdentificationJofJautosomalJrecessiveJnonsyndromicJhearingJimpairmentJgenesJthroughJtheJstudyJ
ofJconsanguineousJandJnonXconsanguineousJfamilieslJpastWJpresentWJandJfutureYJHumanfGeneticsWJ
2021WJb

6.3 1

10 sdvancesJinJMolecularJyeneticsJandJtheJMolecularJtiologyJofJveafnessYJBioMedfResearchf
InternationalWJ2016WJcabgWJfgckakd 3 1

9 NovelJmissenseJandJdRXUTRJspliceJsiteJvariantsJinJLzxPLfJcauseJautosomalJrecessiveJnonsyndromicJ
hearingJimpairmentYJJournalfoffHumanfGeneticsWJ2018WJgdWJbakkXbbah 4.3 1

8 PhenotypeJwxpansionJforJstypicalJyaucherJviseaseJvueJtoJzomozygousJMissenseJPSsPJVariantJinJaJ
LargeJuonsanguineousJPakistaniJxamilyYYJGenesWJ2022WJbdWJ 4.2 1

7 tiXallelicJvariantsJinJOyvzLJcauseJaJneurodevelopmentalJspectrumJdiseaseJfeaturingJepilepsyWJ
hearingJlossWJvisualJimpairmentWJandJataxiaYJAmericanfJournalfoffHumanfGeneticsWJ2021WJbaiWJcdgiXcdie 11 1

6 IdentificationJofJmicroduplicationsJatJXpcbYcJandJXqbdYbJinJneurodevelopmentalJdisordersYJ
MolecularfGeneticsfnamp;fGenomicfMedicineWJ2021WJebhad 2.3 0

5 uellularJandJsnimalJModelsJofJNeurologicJviseaseJ2017WJbbeXbcc

4 sJStartJuodonJVariantJinJUnderliesJSymphalangismJandJOssicularJuhainJMalformationsJsffectingJ
tothJtheJIncusJandJtheJStapesYJCasefReportsfinfGeneticsWJ2019WJcabkWJcidgcgd 0.7

3 uommentaryJonJLOtosclerosislJthirtyXyearJfollowXupJafterJsurgeryLYJAnnalsfoffOtologyufRhinologyf
andfLaryngologyWJ2011WJbcaWJgbfXg 2.1

2 NovelJvariantsJinJtheJRvzfJyeneJinJaJuhineseJzanJfamilyJwithJfundusJalbipunctatusYYJBMCf
OphthalmologyWJ2022WJccWJgk 2.3

1 SuNbsJVariantsJasJtheJUnderlyingJuauseJofJyeneticJwpilepsyJwithJxebrileJSeizuresJPlusJinJTwoJ
MultiXyenerationalJuolombianJxamiliesYJGenesWJ2022WJbdWJhfe 4.2
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