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71
vgonistsNofNprostaglandinNzNreceptorsNasNpotentialNfirstNinNclassNtreatmentNforNnephronophthisisNandN
relatedNciliopathiesccNProceedingsgofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmerica
aN2022aNffnaNegffjnkeffn

11.5 1

70 RenalNxiliopathiesoNSortingNOutNTherapeuticNvpproachesNforNNephronophthisiscNFrontiersgingCellgandg
DevelopmentalgBiologyaN2021aNnaNkjhfhm 5.7 6

69 wiballelicNpathogenicNvariationsNinNyNvJwffNcauseNIvemarkNIINsyndromeaNaNrenalbhepaticbpancreaticN
dysplasiacNKidneygInternationalaN2021aNnnaNiejbien 9.9 7

68 xysticNkidneyNdiseasesNassociatedNwithNmutationsNinNphosphomannomutaseNgNpromotoroNaNlargeN
spectrumNofNphenotypescNPediatricgNephrologyaN2021aNhkaNghkfbghkn 3.2 2

67 MouseNgeneticsNrevealsNwarttinNasNaNgeneticNmodifierNofNJoubertNsyndromecNProceedingsgofgtheg
NationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaaN2020aNfflaNfffhbfffm 11.5 13

66 NovelNnephronophthisisbassociatedNvariantsNrevealNfunctionalNimportanceNofNMvPKwPfN
dimerizationNforNcentriolarNrecruitmentcNKidneygInternationalaN2020aNnmaNnjmbnkn 9.9 4

65 εumanNI TjgNmutationsNuncoverNaNnovelNroleNforNtheNproteinNinNmicrotubuleNdynamicsNandN
centrosomeNcohesioncNHumangMoleculargGeneticsaN2019aNgmaNglgebglhl 5.6 7

64 LossbofbfunctionNmutationsNinNKI fiNcauseNsevereNmicrocephalyNandNkidneyNdevelopmentNdefectsNinN
humansNandNzebrafishcNHumangMoleculargGeneticsaN2019aNgmaNllmblnj 5.6 22

63 xellNtypebspecificNregulationNofNciliaryNtransitionNzoneNassemblyNinNvertebratescNEMBOgJournalaN2018aN
hlaN 13 31

62  unctionalNcharacterizationNofNtektinbfNinNmotileNciliaNandNevidenceNforNTzKTfNasNaNnewNcandidateN
geneNforNmotileNciliopathiescNHumangMoleculargGeneticsaN2018aNglaNgkkbgmg 5.6 14

61 WholebgenomeNsequencingNinNpatientsNwithNciliopathiesNuncoversNaNnovelNrecurrentNtandemN
duplicationNinNI TfiecNHumangMutationaN2018aNhnaNnmhbnng 4.7 10

60
TargetedNexonNskippingNofNaNmutationNrescuesNJoubertNsyndromeNphenotypesNinNvitroNandNinNaN
murineNmodelcNProceedingsgofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaaN2018
aNffjaNfgimnbfgini

11.5 27

59 xaseinNkinaseNf˛µNandNf˛–NasNnovelNplayersNinNpolycysticNkidneyNdiseaseNandNmechanisticNtargetsNforN
VRWbroscovitineNandNVSWbxRmcNAmericangJournalgofgPhysiologygwgRenalgPhysiologyaN2018aNhfjaN jlb lh 4.3 3

58 KI fhwNestablishesNaNxvVfbenrichedNmicrodomainNatNtheNciliaryNtransitionNzoneNtoNpromoteNSonicN
hedgehogNsignallingcNNaturegCommunicationsaN2017aNmaNfifll 17.4 37

57 MutationsNinNMvPKwPfNxauseNJuvenileNorNLatebOnsetNxiliabIndependentNNephronophthisiscN
AmericangJournalgofgHumangGeneticsaN2017aNfeeaNhghbhhh 11 19

56 TargetedNzxomeNSequencingNIdentifiesNasNInvolvedNinNMonogenicNxongenitalNvnomaliesNofNtheN
KidneyNandNUrinaryNTractcNJournalgofgthegAmericangSocietygofgNephrology:gJASNaN2017aNgmaNgnefbgnfi 12.7 59

55  ifteenNyearsNofNresearchNonNoralbfacialbdigitalNsyndromesoNfromNfNtoNfkNcausalNgenescNJournalgofg
MedicalgGeneticsaN2017aNjiaNhlfbhme 5.8 58
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54 QMPS NisNsensitiveNandNspecificNinNtheNdetectionNofNNPεPfNheterozygousNdeletionscNClinicalg
ChemistrygandgLaboratorygMedicineaN2017aNjjaNmenbmfk 5.9 5

53 MutationsNinNαRzwfLNxauseNwilateralNKidneyNvgenesisNinNεumansNandNMicecNAmericangJournalgofg
HumangGeneticsaN2017aNfefaNmehbmfi 11 41

52 vNhumanNpatientbderivedNcellularNmodelNofNJoubertNsyndromeNrevealsNciliaryNdefectsNwhichNcanNbeN
rescuedNwithNtargetedNtherapiescNHumangMoleculargGeneticsaN2017aNgkaNikjlbikkl 5.6 40

51 TMzMfelNrecruitsNciliopathyNproteinsNtoNsubdomainsNofNtheNciliaryNtransitionNzoneNandNcausesN
Joubert´ syndromecNNaturegCellgBiologyaN2016aNfmaNfggbhf 23.4 81

50 NovelNNzKmNMutationsNxauseNSevereNSyndromicNRenalNxysticNyysplasiaNthroughNYvPNyysregulationcN
PLoSgGeneticsaN2016aNfgaNefeejmni 6 53

49 MutationNofNαrowthNvrrestNSpecificNmNRevealsNaNRoleNinNMotileNxiliaN unctionNandNεumanNyiseasecN
PLoSgGeneticsaN2016aNfgaNefeekgge 6 24

48 yxyxgNMutationsNxauseNNeonatalNSclerosingNxholangitiscNHumangMutationaN2016aNhlaNfegjbn 4.7 32

47 yxyxgNmutationsNcauseNaNrenalbhepaticNciliopathyNbyNdisruptingNWntNsignalingcNAmericangJournalgofg
HumangGeneticsaN2015aNnkaNmfbng 11 66

46 MutationsNinNKIvvejmkNxauseNLethalNxiliopathiesNRangingNfromNaNεydrolethalusNPhenotypeNtoN
ShortbRibNPolydactylyNSyndromecNAmericangJournalgofgHumangGeneticsaN2015aNnlaNhffbm 11 57

45 TMzMghfaNmutatedNinNorofaciodigitalNandNMeckelNsyndromesaNorganizesNtheNciliaryNtransitionNzonecN
JournalgofgCellgBiologyaN2015aNgenaNfgnbig 7.3 71

44 I TmfaNencodingNanNI TbwNcoreNproteinaNasNaNveryNrareNcauseNofNaNciliopathyNphenotypecNJournalgofg
MedicalgGeneticsaN2015aNjgaNkjlbkj 5.8 27

43 MutationsNinNTRv hIPfdI TjiNrevealNaNnewNroleNforNI TNproteinsNinNmicrotubuleNstabilizationcNNatureg
CommunicationsaN2015aNkaNmkkk 17.4 65

42 TheNoralbfacialbdigitalNsyndromeNgeneNxgxyhNencodesNaNpositiveNregulatorNofNcentrioleNelongationcN
NaturegGeneticsaN2014aNikaNnejbff 36.3 88

41 IntegrinNvlphaNmNRecessiveNMutationsNvreNResponsibleNforNwilateralNRenalNvgenesisNinNεumanscN
AmericangJournalgofgHumangGeneticsaN2014aNniaNlnn 11 78

40 IntegrinNalphaNmNrecessiveNmutationsNareNresponsibleNforNbilateralNrenalNagenesisNinNhumanscN
AmericangJournalgofgHumangGeneticsaN2014aNniaNgmmbni 11 71

39 MutationsNofNxzPmhNcauseNinfantileNnephronophthisisNandNintellectualNdisabilitycNAmericangJournalgofg
HumangGeneticsaN2014aNniaNnejbfi 11 59

38 vNhomozygousNPyzkyNmutationNinNJoubertNsyndromeNimpairsNtargetingNofNfarnesylatedNINPPjzN
proteinNtoNtheNprimaryNciliumcNHumangMutationaN2014aNhjaNfhlbik 4.7 88

37 vNhomozygousNmissenseNmutationNinNtheNciliaryNgeneNTTxgfwNcausesNfamilialN SαScNJournalgofgtheg
AmericangSocietygofgNephrology:gJASNaN2014aNgjaNgihjbih 12.7 68

(2014-2017)

3



36 vNKSkNisNaNcentralNcomponentNofNaNnephronophthisisNmoduleNlinkingNNzKmNtoNINVSNandNNPεPhcN
NaturegGeneticsaN2013aNijaNnjfbk 36.3 144

35 αeneticNbasesNandNpathogenicNmechanismsNofNnephronophthisiscNDruggDiscoverygTodaygDiseaseg
MechanismsaN2013aNfeaNefihbefjf 2

34 xombinedNNαSNapproachesNidentifyNmutationsNinNtheNintraflagellarNtransportNgeneNI TfieNinNskeletalN
ciliopathiesNwithNearlyNprogressiveNkidneyNyiseasecNHumangMutationaN2013aNhiaNlfibgi 4.7 89

33 yefectsNinNtheNI TbwNcomponentNI TflgNcauseNJeuneNandNMainzerbSaldinoNsyndromesNinNhumanscN
AmericangJournalgofgHumangGeneticsaN2013aNnhaNnfjbgj 11 155

32 SeptinsNgaNlNandNnNandNMvPiNcolocalizeNalongNtheNaxonemeNinNtheNprimaryNciliumNandNcontrolNciliaryN
lengthcNJournalgofgCellgScienceaN2013aNfgkaNgjmhbni 5.3 93

31 InversindNephrocystinbgNisNrequiredNforNfibroblastNpolarityNandNdirectionalNcellNmigrationcNPLoSgONEaN
2013aNmaNekefnh 3.7 37

30 zxomeNcaptureNrevealsNZN ighNandNxzPfkiNmutationsaNlinkingNrenalNciliopathiesNtoNyNvNdamageN
responseNsignalingcNCellaN2012aNfjeaNjhhbim 56.2 266

29 TxTNhNmutationsNcauseNMohrbMajewskiNsyndromecNAmericangJournalgofgHumangGeneticsaN2012aNnfaNhlgbm 11 96

28 MainzerbSaldinoNsyndromeNisNaNciliopathyNcausedNbyNI TfieNmutationscNAmericangJournalgofgHumang
GeneticsaN2012aNneaNmkible 11 134

27 yishevelledNstabilizationNbyNtheNciliopathyNproteinNRpgripflNisNessentialNforNplanarNcellNpolaritycN
JournalgofgCellgBiologyaN2012aNfnmaNnglbie 7.3 48

26 IN gNmutationsNinNxharcotbMariebToothNdiseaseNwithNglomerulopathycNNewgEnglandgJournalgofg
MedicineaN2011aNhkjaNghllbmm 59.2 200

25 MutationNanalysisNofNfmNnephronophthisisNassociatedNciliopathyNdiseaseNgenesNusingNaNyNvNpoolingN
andNnextNgenerationNsequencingNstrategycNJournalgofgMedicalgGeneticsaN2011aNimaNfejbfk 5.8 112

24 TTxgfwNcontributesNbothNcausalNandNmodifyingNallelesNacrossNtheNciliopathyNspectrumcNNatureg
GeneticsaN2011aNihaNfmnbnk 36.3 271

23 xiliopathiesNwithNskeletalNanomaliesNandNrenalNinsufficiencyNdueNtoNmutationsNinNtheNI TbvNgeneN
WyRfncNAmericangJournalgofgHumangGeneticsaN2011aNmnaNkhibih 11 180

22 xontrolNofNtheNWntNpathwaysNbyNnephrocystinbiNisNrequiredNforNmorphogenesisNofNtheNzebrafishN
pronephroscNHumangMoleculargGeneticsaN2011aNgeaNgkffbgl 5.6 45

21 MutationsNinNTMzMgfkNperturbNciliogenesisNandNcauseNJoubertaNMeckelNandNrelatedNsyndromescN
NaturegGeneticsaN2010aNigaNkfnbgj 36.3 210

20 xandidateNexomeNcaptureNidentifiesNmutationNofNSyxxvαmNasNtheNcauseNofNaNretinalbrenalNciliopathycN
NaturegGeneticsaN2010aNigaNmiebje 36.3 257

19 TheNciliaryNpocketoNanNendocyticNmembraneNdomainNatNtheNbaseNofNprimaryNandNmotileNciliacNJournalg
ofgCellgScienceaN2010aNfghaNflmjbnj 5.3 197
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18 NephrocystinbfNformsNaNcomplexNwithNpolycystinbfNviaNaNpolyprolineNmotifdSεhNdomainNinteractionN
andNregulatesNtheNapoptoticNresponseNinNmammalscNPLoSgONEaN2010aNjaNefglfn 3.7 22

17 MutationsNofNNPεPgNandNNPεPhNinNinfantileNnephronophthisiscNKidneygInternationalaN2009aNljaNmhnbil 9.9 86

16 xxgygvNmutationsNinNMeckelNandNJoubertNsyndromesNindicateNaNgenotypebphenotypeNcorrelationcN
HumangMutationaN2009aNheaNfjlibmg 4.7 66

15 NephronophthisiscNPediatricgNephrologyaN2009aNgiaNghhhbii 3.2 122

14 NephrocystinbfNandNnephrocystinbiNareNrequiredNforNepithelialNmorphogenesisNandNassociateNwithN
PvLSfdPvTJNandNParkcNHumangMoleculargGeneticsaN2009aNfmaNilffbgh 5.6 76

13
MatrixNmetalloproteinaseNfhNVMMPfhWNandNtissueNinhibitorNofNmatrixNmetalloproteinaseNfNVTIMPfWaN
regulatedNbyNtheNMvPKNpathwayaNareNbothNnecessaryNforNMadinbyarbyNcanineNkidneyNtubulogenesiscN
JournalgofgBiologicalgChemistryaN2008aNgmhaNiglgbmg

5.4 40

12 TargetingNofNbetabarrestingNtoNtheNcentrosomeNandNprimaryNciliumoNroleNinNcellNproliferationNcontrolcN
PLoSgONEaN2008aNhaNehlgm 3.7 35

11 TheNciliaryNgeneNRPαRIPfLNisNmutatedNinNcerebelloboculobrenalNsyndromeNVJoubertNsyndromeNtypeNwWN
andNMeckelNsyndromecNNaturegGeneticsaN2007aNhnaNmljbmf 36.3 379

10
εighNNPεPfNandNNPεPkNmutationNrateNinNpatientsNwithNJoubertNsyndromeNandNnephronophthisisoN
potentialNepistaticNeffectNofNNPεPkNandNvεIfNmutationsNinNpatientsNwithNNPεPfNmutationscNJournalg
ofgthegAmericangSocietygofgNephrology:gJASNaN2007aNfmaNfjkkblj

12.7 128

9 TheNMeckelbαruberNsyndromeNgeneaNMKShaNisNmutatedNinNJoubertNsyndromecNAmericangJournalgofg
HumangGeneticsaN2007aNmeaNfmkbni 11 193

8 PleiotropicNeffectsNofNxzPgneNVNPεPkWNmutationsNextendNtoNMeckelNsyndromecNAmericangJournalgofg
HumangGeneticsaN2007aNmfaNflebn 11 221

7 NephronophthisiscNCurrentgOpiniongingGeneticsgandgDevelopmentaN2005aNfjaNhgibhf 4.9 69

6
SolutionNNMRNstructureNofNtheNSεhNdomainNofNhumanNnephrocystinNandNanalysisNofNaN
mutationbcausingNjuvenileNnephronophthisiscNProteins:gStructurevgFunctiongandgBioinformaticsaN2005aN
jnaNhilbjj

4.2 6

5 xharacterizationNofNtheNnephrocystindnephrocystinbiNcomplexNandNsubcellularNlocalizationNofN
nephrocystinbiNtoNprimaryNciliaNandNcentrosomescNHumangMoleculargGeneticsaN2005aNfiaNkijbjk 5.6 130

4 TheNgeneNmutatedNinNjuvenileNnephronophthisisNtypeNiNencodesNaNnovelNproteinNthatNinteractsNwithN
nephrocystincNNaturegGeneticsaN2002aNhgaNheebj 36.3 186

3 xharacterizationNofNtheNNPεPfNlocusoNmutationalNmechanismNinvolvedNinNdeletionsNinNfamilialN
juvenileNnephronophthisiscNAmericangJournalgofgHumangGeneticsaN2000aNkkaNllmbmn 11 103

2  amilialNjuvenileNnephronophthisiscNJournalgofgMoleculargMedicineaN1998aNlkaNhfebk 5.5 14

1 vNffNMbNYvxbbasedNcontigNspanningNtheNfamilialNjuvenileNnephronophthisisNregionNVNPεfWNlocatedN
onNchromosomeNgqcNGenomicsaN1995aNheaNjfibge 4.3 14

(1995-2010)
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