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101 LossNofNIRαgxPLNimpairsNneuronalNmaintenanceNthroughNexcessNWntNsignalingccNSciencefAdvancesaN
2022aNnaNeablklfh 14.3 1
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JapaneseNyaseNReportNandNLiteratureNReviewccNInfVivoaN2022aNhlaNfeifbfeil 2.3 0
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97 ModelMatcherpNwNscientistbcentricNonlineNplatformNtoNfacilitateNcollaborationsNbetweenN
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95 TimingNandNzurationNofNwxillaryNLymphNNodeNSwellingNwfterNyOVIzbfoNVaccinationpNJapaneseNyaseN
ReportNandNLiteratureNReviewccNInfVivoaN2022aNhlaNfhhhbfhhl 2.3 0
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GenesNUsingNzrosophilacNMethodsfinfMolecularfBiologyaN2022aNghkbgml 1.4 0
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92 zeNnovoNαZRfNlossbofbfunctionNvariantsNcauseNdevelopmentalNandNepilepticNencephalopathiescNBrainaN
2021aN 11.2 2
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90 RareNdeleteriousNdeNnovoNmissenseNvariantsNinNRnfgdRinggNareNassociatedNwithNaN
neurodevelopmentalNdisorderNwithNuniqueNclinicalNfeaturescNHumanfMolecularfGeneticsaN2021aNheaNfgnhbfgog5.6 4

89 ModelNorganismsNcontributeNtoNdiagnosisNandNdiscoveryNinNtheNundiagnosedNdiseasesNnetworkpN
currentNstateNandNaNfutureNvisioncNOrphanetfJournalfoffRarefDiseasesaN2021aNflaNgel 4.2 9

88 HeterozygousNlossbofbfunctionNvariantsNsignificantlyNexpandNtheNphenotypesNassociatedNwithNlossNofN
GzαffcNGeneticsfinfMedicineaN2021aNghaNfnnobfoee 8.1 5

87 ylinicalNsitesNofNtheNUndiagnosedNziseasesNNetworkpNuniqueNcontributionsNtoNgenomicNmedicineNandN
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86 TNPOgNvariantsNassociateNwithNhumanNdevelopmentalNdelaysaNneurologicNdeficitsaNandNdysmorphicN
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84 zeNnovoNmutationsNinNTOMMmeaNaNreceptorNofNtheNmitochondrialNimportNtranslocaseaNcauseN
neurologicalNimpairmentcNHumanfMolecularfGeneticsaN2020aNgoaNfklnbfkmo 5.6 11
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81 PostbzevelopmentalNRolesNofNNotchNSignalingNinNtheNNervousNSystemcNBiomoleculesaN2020aNfeaN 5.9 6

80 MakingNsenseNoutNofNmissenseNmutationspNMechanisticNdissectionNofNNotchNreceptorsNthroughN
structurebfunctionNstudiesNinNzrosophilacNDevelopmentfGrowthfandfDifferentiationaN2020aNlgaNfkbhi 3 6

79 MaternalNalmondexaNaNneurogenicNgeneaNisNrequiredNforNproperNsubcellularNNotchNdistributionNinN
earlyNzrosophilaNembryogenesiscNDevelopmentfGrowthfandfDifferentiationaN2020aNlgaNneboh 3 3

78 wNGeneticNScreenNforNGenesNThatNImpactNPeroxisomesNinNIdentifiesNyandidateNGenesNforNHumanN
ziseasecNG3:fGenesufGenomesufGeneticsaN2020aNfeaNlobmm 3.2 4

77 xIyRwaNaNSWIdSNαNyomplexNMemberaNIsNwssociatedNwithNxwαbzisorderNRelatedNPhenotypesNinN
HumansNandNModelNOrganismscNAmericanfJournalfoffHumanfGeneticsaN2020aNfemaNfeolbfffg 11 9

76 ßrdheimbyhesterNziseasecNInternalfMedicineaN2020aNkoaNheobhfe 1.1 0

75 NavigatingNMwRRVßLaNaNWebbxasedNToolNthatNIntegratesNHumanNGenomicsNandNModelNOrganismN
GeneticsNInformationcNJournalfoffVisualizedfExperimentsaN2019aN 1.6 10

74 TheNfruitNflyNatNtheNinterfaceNofNdiagnosisNandNpathogenicNmechanismsNofNrareNandNcommonNhumanN
diseasescNHumanfMolecularfGeneticsaN2019aNgnaNRgembRgfi 5.6 33

73 HeterozygousNvariantsNinNMYxPyfNareNassociatedNwithNanNexpandedNneuromuscularNphenotypeN
beyondNarthrogryposiscNHumanfMutationaN2019aNieaNfffkbffgl 4.7 7

72 wcuteNinfectiousNpurpuraNfulminansNwithNpostbneurosurgerycNIDCasesaN2019aNfkaNeeekfi 2

71 IgGibrelatedNdiseasepNwssociationNwithNaNrareNgeneNvariantNexpressedNinNcytotoxicNTNcellscNMolecularf
Geneticsfnamp;fGenomicfMedicineaN2019aNmaNelnl 2.3 6

70
WholeNgenomeNsequencingNrevealsNnovelNIGHMxPgNvariantNleadingNtoNuniqueNcrypticNsplicebsiteNandN
yharcotbMariebToothNphenotypeNwithNearlyNonsetNsymptomscNMolecularfGeneticsfnamp;fGenomicf
MedicineaN2019aNmaNeeelml

2.3 11

69 wNcomprehensiveNiterativeNapproachNisNhighlyNeffectiveNinNdiagnosingNindividualsNwhoNareNexomeN
negativecNGeneticsfinfMedicineaN2019aNgfaNflfbfmg 8.1 36

68
zeNNovoNVariantsNinNWzRhmNwreNwssociatedNwithNßpilepsyaNyolobomasaNzysmorphismaN
zevelopmentalNzelayaNIntellectualNzisabilityaNandNyerebellarNHypoplasiacNAmericanfJournalfoffHumanf
GeneticsaN2019aNfekaNifhbigi

11 19

67 UsingNMwRRVßLNvfcgNforNxioinformaticsNwnalysisNofNHumanNGenesNandNVariantNPathogenicitycN
CurrentfProtocolsfinfBioinformaticsaN2019aNlmaNenk 24.2 6
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66 zisruptiveNmutationsNinNTwNygNdefineNaNneurodevelopmentalNsyndromeNassociatedNwithNpsychiatricN
disorderscNNaturefCommunicationsaN2019aNfeaNilmo 17.4 21

65 InNVivoNαunctionalNStudyNofNziseasebassociatedNRareNHumanNVariantsNUsingNzrosophilacNJournalfoff
VisualizedfExperimentsaN2019aN 1.6 19

64 wnNefficientNyRISPRbbasedNstrategyNtoNinsertNsmallNandNlargeNfragmentsNofNzNwNusingNshortN
homologyNarmscNELifeaN2019aNnaN 8.9 41

63 xiballelicNVariantsNinNTONSLNyauseNSPONwSTRIMßNzysplasiaNandNaNSpectrumNofNSkeletalNzysplasiaN
PhenotypescNAmericanfJournalfoffHumanfGeneticsaN2019aNfeiaNiggbihn 11 10

62
ßxpandingNtheNSpectrumNofNxwαbRelatedNzisorderspNzeNNovoNVariantsNinNSMwRyygNyauseNaN
SyndromeNwithNIntellectualNzisabilityNandNzevelopmentalNzelaycNAmericanfJournalfoffHumanf
GeneticsaN2019aNfeiaNflibfmn

11 27

61 UnravelingNNovelNMechanismsNofNNeurodegenerationNThroughNaNLargebScaleNαorwardNGeneticN
ScreenNincNFrontiersfinfGeneticsaN2018aNoaNmee 4.5 20

60 xiallelicNMutationsNinNwTPkαfzaNwhichNßncodesNaNSubunitNofNwTPNSynthaseaNyauseNaNMetabolicN
zisordercNAmericanfJournalfoffHumanfGeneticsaN2018aNfegaNioibkei 11 44

59 GenotypebphenotypeNcorrelationsNinNindividualsNwithNpathogenicNRßRßNvariantscNHumanfMutationaN
2018aNhoaNlllblmk 4.7 19

58 PhenotypicNheterogeneityNofNZMPSTßgiNdeficiencycNAmericanfJournalfoffMedicalfGeneticsufPartfAaN
2018aNfmlaNffmkbffmo 2.5 10

57 wNNewNwpproachNtoNRareNziseasesNofNyhildrenpNTheNUndiagnosedNziseasesNNetworkcNJournalfoff
PediatricsaN2018aNfolaNgofbgomceg 3.6 12

56 PsychosocialNProfilesNofNParentsNofNyhildrenNwithNUndiagnosedNziseasespNManagingNWellNorNJustN
ManagingucNJournalfoffGeneticfCounselingaN2018aNgmaNohkboil 2.5 30

55 UnderstandingNwdultNParticipantNandNParentNßmpowermentNPriorNtoNßvaluationNinNtheNUndiagnosedN
ziseasesNNetworkcNJournalfoffGeneticfCounselingaN2018aNgmaNfenmbffef 2.5 7

54 IRαgxPLNIsNwssociatedNwithNNeurologicalNPhenotypescNAmericanfJournalfoffHumanfGeneticsaN2018aN
fehaNgikbgle 11 39

53 IntegrationNofNzrosophilaNandNHumanNGeneticsNtoNUnderstandNNotchNSignalingNRelatedNziseasescN
AdvancesfinfExperimentalfMedicinefandfBiologyaN2018aNfellaNfifbfnk 3.6 24

52 αunctionalNvariantsNinNTxXgNareNassociatedNwithNaNsyndromicNcardiovascularNandNskeletalN
developmentalNdisordercNHumanfMolecularfGeneticsaN2018aNgmaNgikibgilk 5.6 35

51 UnweavingNtheNroleNofNnuclearNLaminsNinNneuralNcircuitNintegritycNCellfStressaN2018aNgaNgfobggi 5.5 1

50 PleiotropicNneuropathologicalNandNbiochemicalNalterationsNassociatedNwithNMyokaNmutationNinNaNratN
ModelcNBrainfResearchaN2018aNflmoaNfkkbfme 3.7 8

49 MildNencephalitisdencephalopathyNwithNaNreversibleNsplenialNlesionNdueNtoNmalariapNaNcaseNreportcN
TropicalfMedicinefandfHealthaN2018aNilaNhm 3.4 4
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48 ßffectNofNGeneticNziagnosisNonNPatientsNwithNPreviouslyNUndiagnosedNziseasecNNewfEnglandfJournalf
offMedicineaN2018aNhmoaNgfhfbgfho 59.2 129

47 RapidNandNIntegrativeNziscoveryNofNRetinaNRegulatoryNMoleculescNCellfReportsaN2018aNgiaNgkelbgkfo 10.6 8

46 yharacteristicsNofNundiagnosedNdiseasesNnetworkNapplicantspNimplicationsNforNreferringNproviderscN
BMCfHealthfServicesfResearchaN2018aNfnaNlkg 2.9 11

45 zeNNovoNMissenseNVariantsNinNTRwαmNyauseNzevelopmentalNzelayaNyongenitalNwnomaliesaNandN
zysmorphicNαeaturescNAmericanfJournalfoffHumanfGeneticsaN2018aNfehaNfkibflg 11 25

44 wNgenebspecificNlibraryNforcNELifeaN2018aNmaN 8.9 85

43 TheNUndiagnosedNziseasesNNetworkpNwcceleratingNziscoveryNaboutNHealthNandNziseasecNAmericanf
JournalfoffHumanfGeneticsaN2017aNfeeaNfnkbfog 11 102

42 wNRecurrentNzeNNovoNVariantNinNNwyyfNyausesNaNSyndromeNyharacterizedNbyNInfantileNßpilepsyaN
yataractsaNandNProfoundNzevelopmentalNzelaycNAmericanfJournalfoffHumanfGeneticsaN2017aNfeeaNhihbhkf 11 23

41 MwRRVßLpNIntegrationNofNHumanNandNModelNOrganismNGeneticNResourcesNtoNαacilitateNαunctionalN
wnnotationNofNtheNHumanNGenomecNAmericanfJournalfoffHumanfGeneticsaN2017aNfeeaNnihbnkh 11 104

40 NeutralNyompetitionNforNαollicleNandNyystNStemNyellNNichesNRequiresNVesicleNTraffickingNGenescN
GeneticsaN2017aNgelaNfifmbfign 4 7

39 wNSyndromicNNeurodevelopmentalNzisorderNyausedNbyNzeNNovoNVariantsNinNßxαhcNAmericanfJournalf
offHumanfGeneticsaN2017aNfeeaNfgnbfhm 11 65

38 LossNofNNardilysinaNaNMitochondrialNyobchaperoneNforN˛–bKetoglutarateNzehydrogenaseaNPromotesN
mTORyfNwctivationNandNNeurodegenerationcNNeuronaN2017aNohaNffkbfhf 13.9 65

37 zeNNovoNMutationsNinNProteinNKinaseNGenesNywMKgwNandNywMKgxNyauseNIntellectualNzisabilitycN
AmericanfJournalfoffHumanfGeneticsaN2017aNfefaNmlnbmnn 11 81

36 ModelNOrganismsNαacilitateNRareNziseaseNziagnosisNandNTherapeuticNResearchcNGeneticsaN2017aNgemaNobgm 4 99

35 wNwindowNintoNlivingNwithNanNundiagnosedNdiseasepNillnessNnarrativesNfromNtheNUndiagnosedN
ziseasesNNetworkcNOrphanetfJournalfoffRarefDiseasesaN2017aNfgaNmf 4.2 28

34 ylinicallyNsevereNywyNwfwNallelesNaffectNsynapticNfunctionNandNneurodegenerationNdifferentiallycN
PLoSfGeneticsaN2017aNfhaNefeeloek 6 42

33 WwyNRegulatesNmTORNwctivityNbyNwctingNasNanNwdaptorNforNtheNTTTNandNPontindReptinNyomplexescN
DevelopmentalfCellaN2016aNhlaNfhobkf 10.2 35

32 UbrhaNaNNovelNModulatorNofNHhNSignalingNwffectsNtheNzegradationNofNyostalbgNandNKifmNthroughN
PolybubiquitinationcNPLoSfGeneticsaN2016aNfgaNefeeleki 6 13

31 RareNαunctionalNVariantNinNTMgzhNisNwssociatedNwithNLatebOnsetNwlzheimerVsNziseasecNPLoSfGeneticsaN
2016aNfgaNefeelhgm 6 38
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30 LossNofNαrataxinNinducesNironNtoxicityaNsphingolipidNsynthesisaNandNPdkfdMefgNactivationaNleadingNtoN
neurodegenerationcNELifeaN2016aNkaN 8.9 49

29 zeNNovoNTruncatingNVariantsNinNwSXLgNwreNwssociatedNwithNaNUniqueNandNRecognizableNylinicalN
PhenotypecNAmericanfJournalfoffHumanfGeneticsaN2016aNooaNoofbooo 11 42

28 αruitNfliesNinNbiomedicalNresearchcNGeneticsaN2015aNfooaNlhobkh 4 108

27 wNvoltagebgatedNcalciumNchannelNregulatesNlysosomalNfusionNwithNendosomesNandNautophagosomesN
andNisNrequiredNforNneuronalNhomeostasiscNPLoSfBiologyaN2015aNfhaNefeegfeh 9.7 71

26 MorganVsNlegacypNfruitNfliesNandNtheNfunctionalNannotationNofNconservedNgenescNCellaN2015aNflhaNfgbi 56.2 61

25 GlialNlipidNdropletsNandNROSNinducedNbyNmitochondrialNdefectsNpromoteNneurodegenerationcNCellaN
2015aNfleaNfmmboe 56.2 395

24 ImpairedNMitochondrialNßnergyNProductionNyausesNLightbInducedNPhotoreceptorNzegenerationN
IndependentNofNOxidativeNStresscNPLoSfBiologyaN2015aNfhaNefeegfom 9.7 36

23 SharedNmechanismsNbetweenNzrosophilaNperipheralNnervousNsystemNdevelopmentNandNhumanN
neurodegenerativeNdiseasescNCurrentfOpinionfinfNeurobiologyaN2014aNgmaNfknbli 7.6 17

22 wNdrosophilaNgeneticNresourceNofNmutantsNtoNstudyNmechanismsNunderlyingNhumanNgeneticNdiseasescN
CellaN2014aNfkoaNgeebgfi 56.2 239

21 IntroductionNtoNNotchNsignalingcNMethodsfinfMolecularfBiologyaN2014aNffnmaNfbfi 1.4 66

20 LargebscaleNidentificationNofNchemicallyNinducedNmutationsNinNzrosophilaNmelanogastercNGenomef
ResearchaN2014aNgiaNfmembfn 9.7 48

19 zopamineNdynamicsNandNsignalingNinNzrosophilapNanNoverviewNofNgenesaNdrugsNandNbehavioralN
paradigmscNExperimentalfAnimalsaN2014aNlhaNfembfo 1.8 79

18 TheNretromerNcomplexNisNrequiredNforNrhodopsinNrecyclingNandNitsNlossNleadsNtoNphotoreceptorN
degenerationcNPLoSfBiologyaN2014aNfgaNefeefnim 9.7 52

17 zrosophilaNTempuraaNaNnovelNproteinNprenyltransferaseN˛–NsubunitaNregulatesNnotchNsignalingNviaN
RabfNandNRabffcNPLoSfBiologyaN2014aNfgaNefeefmmm 9.7 37

16 MitochondrialNfusionNbutNnotNfissionNregulatesNlarvalNgrowthNandNsynapticNdevelopmentNthroughN
steroidNhormoneNproductioncNELifeaN2014aNhaN 8.9 73

15 zrosophilaNßHxPfNregulatesNScabrousNsecretionNduringNNotchbmediatedNlateralNinhibitioncNJournalf
offCellfScienceaN2013aNfglaNhlnlbol 5.3 8

14 TheNynORαhnNhomologueNSicilyNisNaNcytosolicNchaperoneNforNaNmitochondrialNcomplexNINsubunitcN
JournalfoffCellfBiologyaN2013aNgeeaNnembge 7.3 47

13 ProteinNphosphataseNfˆ�NlimitsNringNcanalNconstrictionNduringNzrosophilaNgermlineNcystNformationcN
PLoSfONEaN2013aNnaNemekeg 3.7 21
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12 wNmutationNinNßGαNrepeatbnNofNNotchNdiscriminatesNbetweenNSerratedJaggedNandNzeltaNfamilyN
ligandscNScienceaN2012aNhhnaNfggobhg 33.3 75

11 yragNisNaNGßαNforNRabffNrequiredNforNrhodopsinNtraffickingNandNmaintenanceNofNadultNphotoreceptorN
cellscNPLoSfBiologyaN2012aNfeaNefeefihn 9.7 72

10 dßHxPfNcontrolsNexocytosisNandNrecyclingNofNzeltaNduringNasymmetricNdivisionscNJournalfoffCellf
BiologyaN2012aNfolaNlkbnh 7.3 26

9 ßndocytosisNandNintracellularNtraffickingNofNNotchNandNitsNligandscNCurrentfTopicsfinfDevelopmentalf
BiologyaN2010aNogaNflkbgee 5.3 86

8 SequoiaNregulatesNcellNfateNdecisionsNinNtheNexternalNsensoryNorgansNofNadultNzrosophilacNEMBOf
ReportsaN2009aNfeaNlhlbif 6.5 12
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macrophagescNJournalfoffVeterinaryfMedicalfScienceaN2006aNlnaNimfbn 1.1 70
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mousecNBiologyfoffReproductionaN2005aNmhaNihibig 3.9 40
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4 RegulationNofNembryoNoutgrowthNbyNaNmorphogenicNfactoraNepimorphinaNinNtheNmousecNMolecularf
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3 UseNofNzNwNarrayNtoNscreenNblastocystNgenesNpotentiallyNinvolvedNinNtheNprocessNofNmurineN
implantationcNJournalfoffReproductionfandfDevelopmentaN2003aNioaNimhbni 2.1 8

2 LossbofbfunctionNinNIRαgxPLNisNassociatedNwithNneurologicalNphenotypes 2

1 zrosophilaNfunctionalNscreeningNofNdeNnovoNvariantsNinNautismNuncoversNdeleteriousNvariantsNandN
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