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67 MutationalNspectrumNofNbreastNcancerNsusceptibilityNgenesNamongNwomenNascertainedNinNaNcancerN
riskNclinicNinNNortheastNxrazilccNBreastmCancermResearchmandmTreatmentaN2022aNf 4.4 0

66 yRISPRbyasodlongbreadNsequencingNapproachNtoNidentifyNcrypticNmutationsNinNandNotherNtumourN
suppressorNgenescNJournalmofmMedicalmGeneticsaN2021aNknaNnkebnkg 5.8 7

65 MolecularNdiagnosisNofNchildhoodNimmuneNdysregulationaNpolyendocrinopathyaNandNenteropathyaN
andNimplicationsNforNclinicalNmanagementcNJournalmofmAllergymandmClinicalmImmunologyaN2021aN 11.5 4

64 GeneticNHeterogeneityNandNyoreNylinicalNFeaturesNofNNOGbRelatedbSymphalangismNSpectrumN
zisordercNOtologymandmNeurotologyaN2021aNigaNeffihbeffkf 2.6

63 InheritedNpredispositionNtoNbreastNcancerNinNtheNyarolinaNxreastNyancerNStudycNNpjmBreastmCanceraN
2021aNmaNl 7.8 3

62 GermlineNvariantsNdriveNmyelodysplasticNsyndromeNinNyoungNadultscNLeukemiaaN2021aNhkaNgihobgiii 10.7 11

61 TargetedNlongbreadNsequencingNidentifiesNmissingNdiseasebcausingNvariationcNAmericanmJournalmofm
HumanmGeneticsaN2021aNfenaNfihlbfiio 11 16

60 wNdefectNinNGPINsynthesisNasNaNsuggestedNmechanismNforNtheNroleNofNwRVfNinNintellectualNdisabilityN
andNseizurescNNeurogeneticsaN2020aNgfaNgkobglm 3 5

59 SystematicNmisclassificationNofNmissenseNvariantsNinNxRywfNandNxRywgNPcoldspotsPcNGeneticsminm
MedicineaN2020aNggaNngkbnhe 8.1 14

58 EffectsNofNgermlineNandNsomaticNeventsNinNcandidateNxRywblikeNgenesNonNbreastbtumorNsignaturescN
PLoSmONEaN2020aNfkaNeeghofom 3.7 4

57 SpectrumNofNgenesNforNinheritedNhearingNlossNinNtheNIsraeliNJewishNpopulationaNincludingNtheNnovelN
humanNdeafnessNgeneNwTOHfcNClinicalmGeneticsaN2020aNonaNhkhbhli 4 8

56 GenomicNanalysisNofNinheritedNhearingNlossNinNtheNPalestinianNpopulationcNProceedingsmofmthemNationalm
AcademymofmSciencesmofmthemUnitedmStatesmofmAmericaaN2020aNffmaNgeemebgeeml 11.5 12

55 EffectsNofNgermlineNandNsomaticNeventsNinNcandidateNxRywblikeNgenesNonNbreastbtumorNsignaturesN
2020aNfkaNeeghofom

54 EffectsNofNgermlineNandNsomaticNeventsNinNcandidateNxRywblikeNgenesNonNbreastbtumorNsignaturesN
2020aNfkaNeeghofom

53 EffectsNofNgermlineNandNsomaticNeventsNinNcandidateNxRywblikeNgenesNonNbreastbtumorNsignaturesN
2020aNfkaNeeghofom

52 EffectsNofNgermlineNandNsomaticNeventsNinNcandidateNxRywblikeNgenesNonNbreastbtumorNsignaturesN
2020aNfkaNeeghofom

51
InheritedNpredispositionNtoNmalignantNmesotheliomaNandNoverallNsurvivalNfollowingNplatinumN
chemotherapycNProceedingsmofmthemNationalmAcademymofmSciencesmofmthemUnitedmStatesmofmAmericaaN
2019aNfflaNoeenboefh

11.5 67
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50 VariableNFeaturesNofNJuvenileNPolyposisNSyndromeNWithNGastricNInvolvementNwmongNPatientsNWithNaN
LargeNGenomicNzeletionNofNxMPRfwcNClinicalmandmTranslationalmGastroenterologyaN2019aNfeaNeeeeki 4.2 4

49 yharacterizationNofNsplicebalteringNmutationsNinNinheritedNpredispositionNtoNcancercNProceedingsmofm
themNationalmAcademymofmSciencesmofmthemUnitedmStatesmofmAmericaaN2019aN 11.5 17

48 IntensiveNSurveillanceNwithNxiannualNzynamicNyontrastbEnhancedNMagneticNResonanceNImagingN
zownstagesNxreastNyancerNinNMutationNyarrierscNClinicalmCancermResearchaN2019aNgkaNfmnlbfmoi 12.9 23

47 zeNnovoNmutationNinNwithNepigeneticNeffectsNonNneurodevelopmentcNProceedingsmofmthemNationalm
AcademymofmSciencesmofmthemUnitedmStatesmofmAmericaaN2018aNffkaNfkknbfklh 11.5 15

46
xwRzfNisNnecessaryNforNubiquitylationNofNnucleosomalNhistoneNHgwNandNforNtranscriptionalN
regulationNofNestrogenNmetabolismNgenescNProceedingsmofmthemNationalmAcademymofmSciencesmofmthem
UnitedmStatesmofmAmericaaN2018aNffkaNfhflbfhgf

11.5 27

45 MechanismNforNsurvivalNofNhomozygousNnonsenseNmutationsNinNtheNtumorNsuppressorNgenecN
ProceedingsmofmthemNationalmAcademymofmSciencesmofmthemUnitedmStatesmofmAmericaaN2018aNffkaNkgifbkgil 11.5 20

44 GeneticsNofNhearingNlossNinNtheNwrabNpopulationNofNNorthernNIsraelcNEuropeanmJournalmofmHumanm
GeneticsaN2018aNglaNfniebfnim 5.3 15

43 UsingNSomaticNMutationsNfromNTumorsNtoNylassifyNVariantsNinNMismatchNRepairNGenescNAmericanm
JournalmofmHumanmGeneticsaN2018aNfehaNfobgo 11 19

42 MutationsNinNHomologousNRecombinationNGenesNandNOutcomesNinNOvarianNyarcinomaNPatientsNinN
GOGNgfnpNwnNNRGNOncologydGynecologicNOncologyNGroupNStudycNClinicalmCancermResearchaN2018aNgiaNmmmbmnh12.9 112

41 MitochondrialNpeptidaseNlossbofbfunctionNinNchildhoodNcerebellarNatrophycNJournalmofmMedicalm
GeneticsaN2018aNkkaNkooblel 5.8 22

40 TestingNwshkenaziNJewishNWomenNforNMutationsNPredisposingNtoNxreastNyancerNinNGenesNOtherN
ThanNxRywfNandNxRywgbReplycNJAMAmOncologyaN2018aNiaNfefgbfefh 13.4 1

39 FeaturesNofNPatientsNWithNHereditaryNMixedNPolyposisNSyndromeNyausedNbyNzuplicationNofNGREMfN
andNImplicationsNforNScreeningNandNSurveillancecNGastroenterologyaN2017aNfkgaNfnmlbfnnecef 13.3 25

38 VesicularNacetylcholineNtransporterNdefectNunderliesNdevastatingNcongenitalNmyastheniaNsyndromecN
NeurologyaN2017aNnnaNfegfbfegn 6.5 21

37 GenomicNanalysisNofNinheritedNbreastNcancerNamongNPalestinianNwomenpNGeneticNheterogeneityNandN
aNfounderNmutationNinNTPkhcNInternationalmJournalmofmCanceraN2017aNfifaNmkebmkl 7.5 20

36 GeneticNPredispositionNtoNxreastNyancerNzueNtoNMutationsNOtherNThanNxRywfNandNxRywgNFounderN
wllelesNwmongNwshkenaziNJewishNWomencNJAMAmOncologyaN2017aNhaNflimbflkh 13.4 42

35 IdentifyingNInheritedNandNwcquiredNGeneticNFactorsNInvolvedNinNPoorNStemNyellNMobilizationNandN
zonorbzerivedNMalignancycNBiologymofmBloodmandmMarrowmTransplantationaN2016aNggaNgfeebgfeh 4.7 31

34 FamilybSpecificNVariantsNandNtheNLimitsNofNHumanNGeneticscNTrendsminmMolecularmMedicineaN2016aNggaNogkbohi11.5 18

33 GeneticNfeaturesNofNmyelodysplasticNsyndromeNandNaplasticNanemiaNinNpediatricNandNyoungNadultN
patientscNHaematologicaaN2016aNfefaNfhihbfhke 6.6 74
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32
InfantileNonsetNspinocerebellarNataxiaNcausedNbyNcompoundNheterozygosityNforNTwinkleNmutationsN
andNmodelingNofNTwinkleNmutationsNcausingNrecessiveNdiseasecNJournalmofmPhysicalmEducationmandm
SportsmManagementaN2016aNgaNaeeffem

2.8 9

31 ImprovingNperformanceNofNmultigeneNpanelsNforNgenomicNanalysisNofNcancerNpredispositioncNGeneticsm
inmMedicineaN2016aNfnaNomibnf 8.1 60

30 SomaticNMosaicNMutationsNinNPPMfzNandNTPkhNinNtheNxloodNofNWomenNWithNOvarianNyarcinomacN
JAMAmOncologyaN2016aNgaNhmebg 13.4 68

29 InheritedNMutationsNinNWomenNWithNOvarianNyarcinomacNJAMAmOncologyaN2016aNgaNingboe 13.4 410

28 GeneticNcharacterizationNofNearlyNonsetNovarianNcarcinomacNGynecologicmOncologyaN2016aNfieaNggfbk 4.9 8

27 zetectionNofNMutationsNinNInheritedNxoneNMarrowNFailureNandNMyelodysplasticNSyndromeNGenesN
UsingNGenomicNyaptureNandNMassivelyNParallelNSequencingNinNylinicalNziagnosticscNBloodaN2016aNfgnaNfkembfkem2.2

26 MYOhwNyausesNHumanNzominantNzeafnessNandNInteractsNwithNProtocadherinNfkbyzgNIsoformcN
HumanmMutationaN2016aNhmaNinfbm 4.7 21

25 InheritedNzNwbRepairNGeneNMutationsNinNMenNwithNMetastaticNProstateNyancercNNewmEnglandm
JournalmofmMedicineaN2016aNhmkaNiihbkh 59.2 791

24 MutationNofNKREMENfaNaNmodulatorNofNWntNsignalingaNisNresponsibleNforNectodermalNdysplasiaN
includingNoligodontiaNinNPalestinianNfamiliescNEuropeanmJournalmofmHumanmGeneticsaN2016aNgiaNfihebk 5.3 15

23 NovelNgermNlineNzzXifNmutationsNdefineNfamiliesNwithNaNlowerNageNofNMzSdwMLNonsetNandN
lymphoidNmalignanciescNBloodaN2016aNfgmaNfefmbgh 2.2 117

22 IdentificationNofNaNnewNxRywgNlargeNgenomicNdeletionNassociatedNwithNhighNriskNmaleNbreastNcancercN
HereditarymCancerminmClinicalmPracticeaN2015aNfhaNg 2.3 13

21 ReplyNtoNTzoulisNetNalcpNGeneticNandNclinicalNheterogeneityNofNessentialNtremorcNProceedingsmofmthem
NationalmAcademymofmSciencesmofmthemUnitedmStatesmofmAmericaaN2015aNffgaNEgglo 11.5 1

20 GenomicNanalysisNofNboneNmarrowNfailureNandNmyelodysplasticNsyndromesNrevealsNphenotypicNandN
diagnosticNcomplexitycNHaematologicaaN2015aNfeeaNigbn 6.6 81

19 GermlineNETVlNmutationsNinNfamilialNthrombocytopeniaNandNhematologicNmalignancycNNaturem
GeneticsaN2015aNimaNfnebk 36.3 239

18
ValidationNandNimplementationNofNtargetedNcaptureNandNsequencingNforNtheNdetectionNofNactionableN
mutationaNcopyNnumberNvariationaNandNgeneNrearrangementNinNclinicalNcancerNspecimenscNJournalmofm
MolecularmDiagnosticsaN2014aNflaNklblm

5.1 203

17 MutationsNinNTwinkleNprimasebhelicaseNcauseNPerraultNsyndromeNwithNneurologicNfeaturescN
NeurologyaN2014aNnhaNgekiblf 6.5 73

16 wNgirlNwithNWestNsyndromeNandNautisticNfeaturesNharboringNaNdeNnovoNTxLfXRfNmutationcNJournalmofm
HumanmGeneticsaN2014aNkoaNknfbh 4.3 34

15 yomplexNMSHgNandNMSHlNmutationsNinNhypermutatedNmicrosatelliteNunstableNadvancedNprostateN
cancercNNaturemCommunicationsaN2014aNkaNionn 17.4 182
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14 MitochondrialNserineNproteaseNHTRwgNpcGhooSNinNaNkindredNwithNessentialNtremorNandNParkinsonN
diseasecNProceedingsmofmthemNationalmAcademymofmSciencesmofmthemUnitedmStatesmofmAmericaaN2014aNfffaNfngnkboe11.5 96

13 wNrecurrentNgermlineNPwXkNmutationNconfersNsusceptibilityNtoNprebxNcellNacuteNlymphoblasticN
leukemiacNNaturemGeneticsaN2013aNikaNfgglbfghf 36.3 205

12 PerraultNsyndromeNisNcausedNbyNrecessiveNmutationsNinNyLPPaNencodingNaNmitochondrialN
wTPbdependentNchamberedNproteasecNAmericanmJournalmofmHumanmGeneticsaN2013aNogaNlekbfh 11 152

11 TargetedNgenomicNcaptureNandNmassivelyNparallelNsequencingNtoNidentifyNgenesNforNhereditaryN
hearingNlossNinNMiddleNEasternNfamiliescNGenomemBiologyaN2011aNfgaNRno 18.3 163

10 wccurateNandNexactNyNVNidentificationNfromNtargetedNhighbthroughputNsequenceNdatacNBMCm
GenomicsaN2011aNfgaNfni 4.5 156

9
zetectionNofNinheritedNmutationsNforNbreastNandNovarianNcancerNusingNgenomicNcaptureNandN
massivelyNparallelNsequencingcNProceedingsmofmthemNationalmAcademymofmSciencesmofmthemUnitedmStatesm
ofmAmericaaN2010aNfemaNfglgobhh

11.5 372

8
WholeNexomeNsequencingNandNhomozygosityNmappingNidentifyNmutationNinNtheNcellNpolarityNproteinN
GPSMgNasNtheNcauseNofNnonsyndromicNhearingNlossNzFNxngcNAmericanmJournalmofmHumanmGeneticsaN
2010aNnmaNoebi

11 223

7
GenomicNduplicationNandNoverexpressionNofNTJPgdZObgNleadsNtoNalteredNexpressionNofNapoptosisN
genesNinNprogressiveNnonsyndromicNhearingNlossNzFNwkfcNAmericanmJournalmofmHumanmGeneticsaN
2010aNnmaNfefbo

11 82

6 RareNstructuralNvariantsNdisruptNmultipleNgenesNinNneurodevelopmentalNpathwaysNinNschizophreniacN
ScienceaN2008aNhgeaNkhobih 33.3 1443

5 GenomicNanalysisNofNaNheterogeneousNMendelianNphenotypepNmultipleNnovelNallelesNforNinheritedN
hearingNlossNinNtheNPalestinianNpopulationcNHumanmGenomicsaN2006aNgaNgehbff 6.8 39

4 SpectrumNofNmutationsNinNxRywfaNxRywgaNyHEKgaNandNTPkhNinNfamiliesNatNhighNriskNofNbreastNcancercN
JAMAm-mJournalmofmthemAmericanmMedicalmAssociationaN2006aNgokaNfhmobnn 27.4 502

3
FromNfliesVNeyesNtoNourNearspNmutationsNinNaNhumanNclassNIIINmyosinNcauseNprogressiveNnonsyndromicN
hearingNlossNzFNxhecNProceedingsmofmthemNationalmAcademymofmSciencesmofmthemUnitedmStatesmofm
AmericaaN2002aNooaNmkfnbgh

11.5 202

2 SpectrumNofNgenesNforNinheritedNhearingNlossNinNtheNIsraeliNJewishNpopulationaNincludingNtheNnovelN
humanNdeafnessNgeneNwTOHf 1

1 RevisitingNGeneticNTestingNforNPatientsNwithNNegativeNResultspNIPEXNandNFOXPhcNJournalmofmClinicalm
Immunologya 5.7
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