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j Paper IF Citations

63 iPSvsKforKmodelingKchoroideremiaK2022YKdefZdhd

62 IdentificationKofKtheKyirstKSingleKxxonKkKStructuralKVariantsKtssociatedKwithKtutosomalKwominantK
HearingKLossaaKDiagnosticsYK2022YKdeYK 3.8 0

61 zenerationKofKaKhumanKiPSvKlineYKINMicchZtYKfromKaKpatientKwithKnonZsyndromicKUSHetZassociatedK
retinitisKpigmentosaaaKStemiCelliResearchYK2022YKicYKdcejfk 1.6 0

60 MolecularKTherapyKforKvhoroideremiamKPreZclinicalKandKvlinicalKProgressKtoKwateaKMoleculariDiagnosisi
andiTherapyYK2021YKehYKiidZijh 4.5

59 NovelKrolesKforKvoltageZgatedKTZtypeKvaKandKvlvZeKchannelsKinKphagocytosisKandKangiogenicKfactorK
balanceKidentifiedKinKhumanKiPSvZderivedKRPxaKFASEBiJournalYK2021YKfhYKeedgci 0.9 1

58 tlleleZSpecificKKnockoutKbyKvRISPRbvasKtoKTreatKtutosomalKwominantKRetinitisKPigmentosaKvausedK
byKtheKzhiRKMutationKinKNRexfaKInternationaliJournaliofiMoleculariSciencesYK2021YKeeYK 6.3 5

57 vRISPRbvaslZMediatedKzenomeKxditingKtoKzenerateKvlonalKiPSvKLinesaKMethodsiiniMoleculari
BiologyYK2021YKd 1.4 1

56 PreclinicalKpharmacologyKofKaKlipophenolKinKaKmouseKmodelKofKlightZinducedKretinopathyaK
ExperimentaliandiMoleculariMedicineYK2020YKheYKdclcZddcd 12.8 6

55 StudyKofKUsutuKvirusKneuropathogenicityKinKmiceKandKhumanKcellularKmodelsaKPLoSiNeglectedi
TropicaliDiseasesYK2020YKdgYKeccckeef 4.8 12

54 zenomeKxditingKinKPatientKiPSvsKvorrectsKtheKMostKPrevalentKMutationsKandKRevealsKIntriguingK
MutantKmRNtKxxpressionKProfilesaKMoleculariTherapyi-iMethodsiandiClinicaliDevelopmentYK2020YKdjYKdhiZdjf6.4 35

53 tKNovelKvhromosomalKTranslocationKIdentifiedKdueKtoKvomplexKzeneticKInstabilityKinKiPSvK
zeneratedKforKvhoroideremiaaKCellsYK2019YKkYK 7.9 4

52 NonsenseZmediatedKmRNtKdecayKefficiencyKvariesKinKchoroideremiaKprovidingKaKtargetKtoKboostK
smallKmoleculeKtherapeuticsaKHumaniMoleculariGeneticsYK2019YKekYKdkihZdkjd 5.6 14

51 zenerationKofKaKhumanKiPSvKlineYKINMiccfZtYKwithKaKmissenseKmutationKinKvRXKassociatedKwithK
autosomalKdominantKconeZrodKdystrophyaKStemiCelliResearchYK2019YKfkYKdcdgjk 1.6 3

50 zenerationKofKaKhumanKiPSvKlineYKINMiccgZtYKwithKaKpointKmutationKinKvRXKassociatedKwithK
autosomalKdominantKLeberKcongenitalKamaurosisaKStemiCelliResearchYK2019YKfkYKdcdgji 1.6 2

49 zenomeKxditingKasKaKTreatmentKforKtheKMostKPrevalentKvausativeKzenesKofKtutosomalKwominantK
RetinitisKPigmentosaaKInternationaliJournaliofiMoleculariSciencesYK2019YKecYK 6.3 25

48 ZikaKvirusKinducesKstrongKinflammatoryKresponsesKandKimpairsKhomeostasisKandKfunctionKofKtheK
humanKretinalKpigmentKepitheliumaKEBioMedicineYK2019YKflYKfdhZffd 8.8 20

47 PathogenicityKofKnovelKatypicalKvariantsKleadingKtoKchoroideremiaKasKdeterminedKbyKfunctionalK
analysesaKHumaniMutationYK2019YKgcYKfdZfh 4.7 7
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46 wietaryYKenvironmentalYKandKgeneticKriskKfactorsKofKxxtensiveKMacularKttrophyKwithKPseudodrusenYK
aKsevereKbilateralKmacularKatrophyKofKmiddleZagedKpatientsaKScientificiReportsYK2018YKkYKikgc 4.9 4

45 zuidingKLightsKinKzenomeKxditingKforKInheritedKRetinalKwisordersmKImplicationsKforKzeneKandKvellK
TherapyaKNeuraliPlasticityYK2018YKecdkYKhchiejl 3.3 25

44 xxogenousKLRRKezecdlSKinducesKparkinsonianZlikeKpathologyKinKaKnonhumanKprimateaKJCIiInsightYK
2018YKfYK 9.9 19

43 zenerationKofKaKhumanKiPSvKlineYKINMicceZtYKcarryingKtheKmostKprevalentKUSHetKvariantKassociatedK
withKUsherKsyndromeKtypeKeaKStemiCelliResearchYK2018YKffYKegjZehc 1.6 3

42 LysosomalKandKnetworkKalterationsKinKhumanKmucopolysaccharidosisKtypeKVIIKiPSvZderivedKneuronsaK
ScientificiReportsYK2018YKkYKdiigg 4.9 10

41 zenerationKofKanKiPSvKlineYKINMiccdZtYKcarryingKtheKtwoKmostKcommonKUSHetKmutationsKfromKaK
compoundKheterozygoteKwithKnonZsyndromicKretinitisKpigmentosaaKStemiCelliResearchYK2018YKffYKeekZefe1.6 4

40 TheKeffectKofKPTvdegKonKchoroideremiaKfibroblastsKandKiPSvZderivedKRPxKraisesKconsiderationsKforK
therapyaKScientificiReportsYK2018YKkYKkefg 4.9 21

39 ZikaKVirusKxfficientlyKReplicatesKinKHumanKRetinalKxpitheliumKandKwisturbsKItsKPermeabilityaKJournali
ofiVirologyYK2017YKldYK 6.6 20

38 PathogenicityKofKaKnovelKmissenseKvariantKassociatedKwithKchoroideremiaKandKitsKimpactKonKgeneK
replacementKtherapyaKHumaniMoleculariGeneticsYK2017YKeiYKfhjfZfhkg 5.6 22

37
yunctionalKrescueKofKRxPdKfollowingKtreatmentKwithKPTvdegKandKnovelKderivativeKPTvZgdgKinKhumanK
choroideremiaKfibroblastsKandKtheKnonsenseZmediatedKzebrafishKmodelaKHumaniMoleculariGeneticsYK
2016YKehYKfgdiZfgfd

5.6 54

36 tKvomprehensiveKtnalysisKofKvhoroideremiamKyromKzeneticKvharacterizationKtoKvlinicalKPracticeaK
PLoSiONEYK2016YKddYKecdhdlgf 3.7 37

35 vlinicalKxvaluationKandKvoneKtlterationsKinKvhoroideremiaaKOphthalmologyYK2016YKdefYKdkfcZdkfe 7.3 22

34 vulturedKvellsKfromKtheKHumanKOocyteKvumulusKNicheKtreKxfficientKyeedersKtoKPropagateK
PluripotentKStemKvellsaKStemiCellsiandiDevelopmentYK2015YKegYKefdjZej 4.4 6

33 vorrectiveKzUSuKtransferKtoKtheKcanineKmucopolysaccharidosisKVIIKbrainaKMoleculariTherapyYK2014YK
eeYKjieZjf 11.7 19

32 vorrectiveKzUSuKtransferKtoKtheKcanineKmucopolysaccharidosisKVIIKcorneaKusingKaKhelperZdependentK
canineKadenovirusKvectoraKJournaliofiControllediReleaseYK2014YKdkdYKeeZfd 11.7 15

31 ProofKofKconceptKforKttVebhZmediatedKgeneKtherapyKinKiPSvZderivedKretinalKpigmentKepitheliumKofK
aKchoroideremiaKpatientaKMoleculariTherapyi-iMethodsiandiClinicaliDevelopmentYK2014YKdYKdgcdd 6.4 52

30 SideKscatterKintensityKisKhighlyKheterogeneousKinKundifferentiatedKpluripotentKstemKcellsKandK
predictsKclonogenicKselfZrenewalaKStemiCellsiandiDevelopmentYK2013YKeeYKdkhdZic 4.4 18

29 vornealKtransductionKbyKintraZstromalKinjectionKofKttVKvectorsKinKvivoKinKtheKmouseKandKexKvivoKinK
humanKexplantsaKPLoSiONEYK2012YKjYKefhfdk 3.7 31
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28 ScreeningKforKaKcanineKmodelKofKchoroideremiaKexclusivelyKidentifiesKnonpathogenicKvHMKvariantsaK
OphthalmiciResearchYK2011YKghYKdhhZif 2.9 4

27 RenalKphenotypeKofKtheKcystinosisKmouseKmodelKisKdependentKuponKgeneticKbackgroundaK
NephrologyiDialysisiTransplantationYK2010YKehYKdchlZii 4.3 68

26 HereditaryKvystinosisK2009YKiidZijl 1

25 vystineKaccumulationKinKtheKvNSKresultsKinKsevereKageZrelatedKmemoryKdeficitsaKNeurobiologyiofi
AgingYK2009YKfcYKlkjZdccc 5.6 16

24 TheKcellKadhesionKmoleculeKMvtRMKandKsialicKacidKonKhumanKerythrocytesKinfluenceKadenovirusKinK
vivoKbiodistributionaKPLoSiPathogensYK2009YKhYKedcccejj 7.6 100

23 zeneKtransferKmayKbeKpreventiveKbutKnotKcurativeKforKaKlysosomalKtransportKdisorderaKMoleculari
TherapyYK2008YKdiYKdfjeZkd 11.7 13

22 TheKocularKanomaliesKinKaKcystinosisKanimalKmodelKmimicKdiseaseKpathogenesisaKPediatriciResearchYK
2007YKieYKdhiZie 3.2 25

21 MolecularKpathogenesisKofKcystinosismKeffectKofKvTNSKmutationsKonKtheKtransportKactivityKandK
subcellularKlocalizationKofKcystinosinaKHumaniMoleculariGeneticsYK2004YKdfYKdfidZjd 5.6 93

20 NewKaspectsKofKtheKpathogenesisKofKcystinosisaKPediatriciNephrologyYK2003YKdkYKecjZdh 3.2 52

19 IdentificationKofKdgKnovelKvTNSKmutationsKandKcharacterizationKofKsevenKspliceKsiteKmutationsK
associatedKwithKcystinosisaKHumaniMutationYK2002YKecYKgflZgi 4.7 46

18 ImmunolocalizationKofKcystinosinYKtheKproteinKdefectiveKinKcystinosisaKJournaliofitheiAmericani
SocietyiofiNephrology:iJASNYK2002YKdfYKecgiZhd 12.7 28

17 vystinosismKfromKgeneKtoKdiseaseaKNephrologyiDialysisiTransplantationYK2002YKdjYKdkkfZi 4.3 28

16 IntralysosomalKcystineKaccumulationKinKmiceKlackingKcystinosinYKtheKproteinKdefectiveKinKcystinosisaK
MoleculariandiCellulariBiologyYK2002YKeeYKjieeZfe 4.8 130

15 vystinosinYKtheKproteinKdefectiveKinKcystinosisYKisKaKHTXUZdrivenKlysosomalKcystineKtransporteraKEMBOi
JournalYK2001YKecYKhlgcZl 13 213

14 TheKtargetingKofKcystinosinKtoKtheKlysosomalKmembraneKrequiresKaKtyrosineZbasedKsignalKandKaKnovelK
sortingKmotifaKJournaliofiBiologicaliChemistryYK2001YKejiYKdffdgZed 5.4 98

13 vharacterizationKofKaKputativeKfounderKmutationKthatKaccountsKforKtheKhighKincidenceKofKcystinosisK
inKurittanyaKJournaliofitheiAmericaniSocietyiofiNephrology:iJASNYK2001YKdeYKedjcZedjg 12.7 24

12 uranchioZOtoZRenalKsyndromeaKAdvancesiiniOto-Rhino-LaryngologyYK2000YKhiYKflZgg 1.7 4

11 IdentificationKandKcharacterisationKofKtheKmurineKhomologueKofKtheKgeneKresponsibleKforKcystinosisYK
vtnsaKBMCiGenomicsYK2000YKdYKe 4.5 10
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10 uranchioZoticKsyndromesKimbroglioK1999YKkeYKggcZggd 3

9 xyadKexpressionKinKtheKdevelopingKearKandKkidneymKtowardsKtheKunderstandingKofKtheKpathogenesisK
ofKuranchioZOtoZRenalKTuORUKsyndromeaKDevelopmentaliDynamicsYK1998YKedfYKgkiZll 2.9 90

8 TheKfundamentalKandKmedicalKimpactsKofKrecentKprogressKinKresearchKonKhereditaryKhearingKlossaK
HumaniMoleculariGeneticsYK1998YKjYKdhklZlj 5.6 61

7 vlusteringKofKmutationsKresponsibleKforKbranchioZotoZrenalKTuORUKsyndromeKinKtheKeyesKabsentK
homologousKregionKTeyaHRUKofKxYtdaKHumaniMoleculariGeneticsYK1997YKiYKeegjZhh 5.6 160

6 tKhumanKhomologueKofKtheKwrosophilaKeyesKabsentKgeneKunderliesKbranchioZotoZrenalKTuORUK
syndromeKandKidentifiesKaKnovelKgeneKfamilyaKNatureiGeneticsYK1997YKdhYKdhjZig 36.3 566

5 uORKandKuOKSyndromesKtreKtllelicKwefectsKofKxYtdaKEuropeaniJournaliofiHumaniGeneticsYK1997YKhYKegeZegi5.3 92

4 vharacterizationKofKaKtranslocationZassociatedKdeletionKdefinesKtheKcandidateKregionKforKtheKgeneK
responsibleKforKbranchioZotoZrenalKsyndromeaKGenomicsYK1996YKfgYKgeeZh 4.3 21

3
tKproposedKnewKcontiguousKgeneKsyndromeKonKkqKconsistsKofKuranchioZOtoZRenalKTuORUKsyndromeYK
wuaneKsyndromeYKaKdominantKformKofKhydrocephalusKandKtrapezeKaplasianKimplicationsKforKtheK
mappingKofKtheKuORKgeneaKHumaniMoleculariGeneticsYK1994YKfYKdkhlZii

5.6 105

2 MappingKofKtheKchromosomeKddKbreakpointKofKtheKtTgnddUTqednpdgZdhUKtranslocationaKCanceri
GeneticsiandiCytogeneticsYK1993YKilYKdeeZh 2

1 TheKgeneKforKtheKhumanKIgtKycKreceptorKmapsKtoKdlqdfagaKHumaniGeneticsYK1992YKklYKdcjZk 6.3 51
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