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l Paper IF Citations

89 vriverKmutationsKinKhistoneKzeYeKandKchromatinKremodellingKgenesKinKpaediatricKglioblastomaYK
NatureWK2012WKfjdWKddhXec 50.4 1655

88 zotspotKmutationsKinKzexesKandK’vzcKdefineKdistinctKepigeneticKandKbiologicalKsubgroupsKofK
glioblastomaYKCancerpCellWK2012WKddWKfdgXei 24.3 1243

87 γdiMKmutationKinKhistoneKzeYeKdefinesKclinicallyKandKbiologicallyKdistinctKsubgroupsKofKpediatricK
diffuseKintrinsicKpontineKgliomasYKActapNeuropathologicaWK2012WKcdfWKfekXfi 14.3 629

86 RecurrentKsomaticKalterationsKofKxyxRcKandKNTRγdKinKpilocyticKastrocytomaYKNaturepGeneticsWK2013WK
fgWKkdiXed 36.3 550

85 veKnovoKgermlineKandKpostzygoticKmutationsKinKsγTeWKP’γeRdKandKP’γeusKcauseKaKspectrumKofK
relatedKmegalencephalyKsyndromesYKNaturepGeneticsWK2012WKffWKkefXfb 36.3 521

84 ulonalKselectionKdrivesKgeneticKdivergenceKofKmetastaticKmedulloblastomaYKNatureWK2012WKfjdWKgdkXee 50.4 322

83 RecurrentKsomaticKmutationsKinKsuVRcKinKpediatricKmidlineKhighXgradeKastrocytomaYKNaturep
GeneticsWK2014WKfhWKfhdXh 36.3 296

82 xrequentKsTRXKmutationsKandKlossKofKexpressionKinKadultKdiffuseKastrocyticKtumorsKcarryingK
’vzca’vzdKandKTPgeKmutationsYKActapNeuropathologicaWK2012WKcdfWKhcgXdg 14.3 295

81 WhatKcanKexomeKsequencingKdoKforKyouqYKJournalpofpMedicalpGeneticsWK2011WKfjWKgjbXk 5.8 263

80 tiallelicKmutationsKinKtRuscKcauseKaKnewKxanconiKanemiaKsubtypeYKCancerpDiscoveryWK2015WKgWKcegXfd 24.4 215

79 MutationsKinKSwTvdKandKgenesKaffectingKhistoneKzeγehKmethylationKtargetKhemisphericKhighXgradeK
gliomasYKActapNeuropathologicaWK2013WKcdgWKhgkXhk 14.3 201

78 xORywKuanadaKuonsortiumlKoutcomesKofKaKdXyearKnationalKrareXdiseaseKgeneXdiscoveryKprojectYK
AmericanpJournalpofpHumanpGeneticsWK2014WKkfWKjbkXci 11 174

77 MappingKtheKhumanKgeneticKarchitectureKofKuOV’vXckYKNatureWK2021WK 50.4 162

76 MutationsKinKNMNsTcKcauseKLeberKcongenitalKamaurosisKandKidentifyKaKnewKdiseaseKpathwayKforK
retinalKdegenerationYKNaturepGeneticsWK2012WKffWKcbegXk 36.3 147

75 zaploinsufficiencyKofKaKspliceosomalKyTPaseKencodedKbyKwxTUvdKcausesKmandibulofacialK
dysostosisKwithKmicrocephalyYKAmericanpJournalpofpHumanpGeneticsWK2012WKkbWKehkXii 11 143

74 zaploinsufficiencyKofKSxetfWKaKcomponentKofKtheKpreXmRNsKspliceosomalKcomplexWKcausesKNagerK
syndromeYKAmericanpJournalpofpHumanpGeneticsWK2012WKkbWKkdgXee 11 135

73 uTPKsynthaseKcKdeficiencyKinKhumansKrevealsKitsKcentralKroleKinKlymphocyteKproliferationYKNatureWK
2014WKgcbWKdjjXkd 50.4 131
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72 xusionKofKTTYzcKwithKtheKuckMuKmicroRNsKclusterKdrivesKexpressionKofKaKbrainXspecificKvNMTetK
isoformKinKtheKembryonalKbrainKtumorKwTMRYKNaturepGeneticsWK2014WKfhWKekXff 36.3 131

71 MutationsKinKSRusPWKencodingKSNxdXrelatedKuRwttPKactivatorKproteinWKcauseKxloatingXzarborK
syndromeYKAmericanpJournalpofpHumanpGeneticsWK2012WKkbWKebjXce 11 130

70 MutationsKinKvvzvdWKencodingKanKintracellularKphospholipaseKsScTWKcauseKaKrecessiveKformKofK
complexKhereditaryKspasticKparaplegiaYKAmericanpJournalpofpHumanpGeneticsWK2012WKkcWKcbieXjc 11 128

69 MutationsKinKSYNysPcKcauseKintellectualKdisabilityWKautismWKandKaKspecificKformKofKepilepsyKbyK
inducingKhaploinsufficiencyYKHumanpMutationWK2013WKefWKejgXkf 4.7 126

68 MutationsKinKP’γeRcKcauseKSzORTKsyndromeYKAmericanpJournalpofpHumanpGeneticsWK2013WKkeWKcgjXhh 11 125

67 MolecularKandKfunctionalKvariationKinKiPSuXderivedKsensoryKneuronsYKNaturepGeneticsWK2018WKgbWKgfXhc 36.3 125

66 sKrecurrentKPvyxRtKmutationKcausesKfamilialKinfantileKmyofibromatosisYKAmericanpJournalpofp
HumanpGeneticsWK2013WKkdWKkkhXcbbb 11 108

65 MutationsKinKxLNuKareKsssociatedKwithKxamilialKRestrictiveKuardiomyopathyYKHumanpMutationWK2016WK
eiWKdhkXik 4.7 101

64 veKnovoKuuNvdKmutationsKleadingKtoKstabilizationKofKcyclinKvdKcauseK
megalencephalyXpolymicrogyriaXpolydactylyXhydrocephalusKsyndromeYKNaturepGeneticsWK2014WKfhWKgcbXgcg36.3 100

63 MutationsKinKγsThtWKencodingKaKhistoneKacetyltransferaseWKcauseKyenitopatellarKsyndromeYK
AmericanpJournalpofpHumanpGeneticsWK2012WKkbWKdjdXk 11 99

62 MutationsKinKugORxfdKcauseKβoubertKsyndromeKinKtheKxrenchKuanadianKpopulationYKAmericanp
JournalpofpHumanpGeneticsWK2012WKkbWKhkeXibb 11 95

61 MutationsKinKNOTuzdKinKfamiliesKwithKzajduXuheneyKsyndromeYKHumanpMutationWK2011WKedWKcccfXi 4.7 79

60 WholeXyenomeKSequencingKuoupledKtoK’mputationKviscoversKyeneticKSignalsKforKsnthropometricK
TraitsYKAmericanpJournalpofpHumanpGeneticsWK2017WKcbbWKjhgXjjf 11 74

59 wxomeKsequencingKasKaKdiagnosticKtoolKforKpediatricXonsetKataxiaYKHumanpMutationWK2014WKegWKfgXk 4.7 72

58 MutationsKinKSTsMtPWKencodingKaKdeubiquitinatingKenzymeWKcauseKmicrocephalyXcapillaryK
malformationKsyndromeYKNaturepGeneticsWK2013WKfgWKgghXhd 36.3 69

57 MutationsKinKuSPPcWKencodingKaKcoreKcentrosomalKproteinWKcauseKaKrangeKofKciliopathyKphenotypesK
inKhumansYKAmericanpJournalpofpHumanpGeneticsWK2014WKkfWKieXk 11 63

56 WholeKgenomeKsequencingKandKimputationKinKisolatedKpopulationsKidentifyKgeneticKassociationsK
withKmedicallyXrelevantKcomplexKtraitsYKNaturepCommunicationsWK2017WKjWKcghbh 17.4 60

55
SpecificKcombinationKofKcompoundKheterozygousKmutationsKinKci˛†XhydroxysteroidKdehydrogenaseK
typeKfKSzSvcitfTKdefinesKaKnewKsubtypeKofKvXbifunctionalKproteinKdeficiencyYKOrphanetpJournalpofp
RarepDiseasesWK2012WKiWKkb

4.2 58
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54 vifferentialKstabilityKofKdRxXsNsURNsKandKsNsURNsKhybridKduplexeslKrolesKofKstructureWK
pseudohydrogenKbondingWKhydrationWKionKuptakeKandKflexibilityYKNucleicpAcidspResearchWK2010WKejWKdfkjXgcc20.1 58

53
MutationKinKtheKnuclearXencodedKmitochondrialKisoleucylXtRNsKsynthetaseK’sRSdKinKpatientsKwithK
cataractsWKgrowthKhormoneKdeficiencyKwithKshortKstatureWKpartialKsensorineuralKdeafnessWKandK
peripheralKneuropathyKorKwithKLeighKsyndromeYKHumanpMutationWK2014WKegWKcdjgXk

4.7 57

52 MutationsKinKNxγtdKandKpotentialKgeneticKheterogeneityKinKpatientsKwithKvsV’vKsyndromeWKhavingK
variableKendocrineKandKimmuneKdeficienciesYKBMCpMedicalpGeneticsWK2014WKcgWKcek 2.1 56

51 OpenKTargetsKPlatformlKsupportingKsystematicKdrugXtargetKidentificationKandKprioritisationYKNucleicp
AcidspResearchWK2021WKfkWKvcebdXvcecb 20.1 56

50 MutationsKinKTMwMdecKcauseKβoubertKsyndromeKinKxrenchKuanadiansYKJournalpofpMedicalpGeneticsWK
2012WKfkWKhehXfc 5.8 55

49 NovelKinbornKerrorKofKfolateKmetabolismlKidentificationKbyKexomeKcaptureKandKsequencingKofK
mutationsKinKtheKMTzxvcKgeneKinKaKsingleKprobandYKJournalpofpMedicalpGeneticsWK2011WKfjWKgkbXd 5.8 52

48 OpenKTargetsKyeneticslKsystematicKidentificationKofKtraitXassociatedKgenesKusingKlargeXscaleK
geneticsKandKfunctionalKgenomicsYKNucleicpAcidspResearchWK2021WKfkWKvceccXvcedb 20.1 49

47 yenomeXwideKmetaXanalysisWKfineXmappingKandKintegrativeKprioritizationKimplicateKnewKslzheimerRsK
diseaseKriskKgenesYKNaturepGeneticsWK2021WKgeWKekdXfbd 36.3 49

46 MutationsKinKtheKenzymeKglutathioneKperoxidaseKfKcauseKSedaghatianXtypeKspondylometaphysealK
dysplasiaYKJournalpofpMedicalpGeneticsWK2014WKgcWKfibXf 5.8 45

45
yeneMatcherKaidsKinKtheKidentificationKofKaKnewKmalformationKsyndromeKwithKintellectualKdisabilityWK
uniqueKfacialKdysmorphismsWKandKskeletalKandKconnectiveKtissueKabnormalitiesKcausedKbyKdeKnovoK
variantsKinKzNRNPγYKHumanpMutationWK2015WKehWKcbbkXcbcf

4.7 45

44 βoubertKSyndromeKinKxrenchKuanadiansKandK’dentificationKofKMutationsKinKuwPcbfYKAmericanpJournalp
ofpHumanpGeneticsWK2015WKkiWKiffXge 11 41

43 uompoundKheterozygousKmutationsKinKglycylXtRNsKsynthetaseKareKaKproposedKcauseKofKsystemicK
mitochondrialKdiseaseYKBMCpMedicalpGeneticsWK2014WKcgWKeh 2.1 40

42 visruptedKautoXregulationKofKtheKspliceosomalKgeneKSNRPtKcausesKcerebroXcostoXmandibularK
syndromeYKNaturepCommunicationsWK2014WKgWKffje 17.4 40

41
uongenitalKVisualK’mpairmentKandKProgressiveKMicrocephalyKvueKtoKLysylXTransferKRibonucleicKscidK
SRNsTKSynthetaseKSγsRSTKMutationslKTheKwxpandingKPhenotypeKofKsminoacylXTransferKRNsK
SynthetaseKMutationsKinKzumanKviseaseYKJournalpofpChildpNeurologyWK2015WKebWKcbeiXfe

2.5 39

40 tioinactiveKsuTzKcausingKglucocorticoidKdeficiencyYKJournalpofpClinicalpEndocrinologypandp
MetabolismWK2013WKkjWKiehXfd 5.6 39

39 zomozygousKnonsenseKmutationKinKSYNβcKassociatedKwithKintractableKepilepsyKandKtauKpathologyYK
NeurobiologypofpAgingWK2015WKehWKcdddYecXg 5.6 35

38 ’ntellectualKdisabilityKassociatedKwithKaKhomozygousKmissenseKmutationKinKTzOuhYKOrphanetp
JournalpofpRarepDiseasesWK2013WKjWKhd 4.2 34

37 uuvujjtKisKaKnovelKregulatorKofKmaturationKandKeffectorKfunctionsKofKTKcellsKduringKpathologicalK
inflammationYKJournalpofpExperimentalpMedicineWK2014WKdccWKdgckXeg 16.6 32
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36 snKinheritedKimmunoglobulinKclassXswitchKrecombinationKdeficiencyKassociatedKwithKaKdefectKinKtheK
’NOjbKchromatinKremodelingKcomplexYKJournalpofpAllergypandpClinicalpImmunologyWK2015WKcegWKkkjXcbbiYeh11.5 30

35
MutationsKinKsLvzhscKencodingKmethylmalonateKsemialdehydeKdehydrogenaseKareKassociatedK
withKdysmyelinationKandKtransientKmethylmalonicKaciduriaYKOrphanetpJournalpofpRarepDiseasesWK2013WK
jWKkj

4.2 28

34 sKnovelKmultisystemKdiseaseKassociatedKwithKrecessiveKmutationsKinKtheKtyrosylXtRNsKsynthetaseK
SYsRSTKgeneYKAmericanpJournalpofpMedicalpGenetics,pPartpAWK2017WKcieWKcdhXcef 2.5 27

33 WholeXexomeKsequencingKinKanKindividualKwithKsevereKglobalKdevelopmentalKdelayKandKintractableK
epilepsyKidentifiesKaKnovelWKdeKnovoKyR’NdsKmutationYKEpilepsiaWK2014WKggWKeigXk 6.4 26

32 NeuropathologicKfeaturesKofKpontocerebellarKhypoplasiaKtypeKhYKJournalpofpNeuropathologypandp
ExperimentalpNeurologyWK2014WKieWKcbbkXdg 3.1 26

31 sKmapKofKtranscriptionalKheterogeneityKandKregulatoryKvariationKinKhumanKmicrogliaYKNaturep
GeneticsWK2021WKgeWKjhcXjhj 36.3 26

30 sKfamilyKsegregatingKlethalKneonatalKcoenzymeKQKdeficiencyKcausedKbyKmutationsKinKuOQkYKJournalp
ofpInheritedpMetabolicpDiseaseWK2018WKfcWKickXidk 5.4 24

29 MetaphysealKdysplasiaKwithKmaxillaryKhypoplasiaKandKbrachydactylyKisKcausedKbyKaKduplicationKinK
RUNXdYKAmericanpJournalpofpHumanpGeneticsWK2013WKkdWKdgdXj 11 23

28 zistoneKzeKmutationsKinKpediatricKbrainKtumorsYKColdpSpringpHarborpPerspectivespinpBiologyWK2014WKhWKabcjhjk10.2 23

27 snKopenKapproachKtoKsystematicallyKprioritizeKcausalKvariantsKandKgenesKatKallKpublishedKhumanK
yWsSKtraitXassociatedKlociYKNaturepGeneticsWK2021WKgeWKcgdiXcgee 36.3 22

26
WholeKexomeKsequencingKidentifiesKtheKTNN’eγKgeneKasKaKcauseKofKfamilialKconductionKsystemK
diseaseKandKcongenitalKjunctionalKectopicKtachycardiaYKInternationalpJournalpofpCardiologyWK2015WK
cjgWKccfXh

3.2 18

25 uYR’axsMfktKnegativelyKregulatesKRsucXdrivenKcytoskeletalKremodellingKandKprotectsKagainstK
bacterialKinfectionYKNaturepMicrobiologyWK2019WKfWKcgchXcgec 26.6 18

24 snKNXterminalKformylKmethionineKonKuOXKcKisKrequiredKforKtheKassemblyKofKcytochromeKcKoxidaseYK
HumanpMolecularpGeneticsWK2015WKdfWKfcbeXce 5.6 18

23 SevereKNeonatalKPresentationKofKMitochondrialKuitrateKuarrierKSSLudgscTKveficiencyYKJIMDpReportsWK
2016WKebWKieXik 1.9 17

22 yenomeXwideKmouseKmutagenesisKrevealsKuvfgXmediatedKTKcellKfunctionKasKcriticalKinKprotectiveK
immunityKtoKzSVXcYKPLoSpPathogensWK2013WKkWKecbbehei 7.6 17

21 MolecularKgeneticsKofKachromatopsiaKinKNewfoundlandKrevealKgeneticKheterogeneityWKfounderK
effectsKandKtheKfirstKcasesKofKβaliliKsyndromeKinKNorthKsmericaYKOphthalmicpGeneticsWK2013WKefWKcckXdk 1.2 16

20 MutationsKinKriboflavinKtransporterKpresentKwithKsevereKsensoryKlossKandKdeafnessKinKchildhoodYK
MusclepandpNerveWK2014WKgbWKiigXk 3.4 15

19
slteredK’xNX˛‡XmediatedKimmunityKandKtranscriptionalKexpressionKpatternsKinK
NXwthylXNXnitrosoureaXinducedKSTsTfKmutantsKconferKsusceptibilityKtoKacuteKtyphoidXlikeKdiseaseYK
JournalpofpImmunologyWK2014WKckdWKdgkXib

5.3 15
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18 ’ronKrefractoryKironKdeficiencyKanemialKpresentationKwithKhyperferritinemiaKandKresponseKtoKoralK
ironKtherapyYKPediatricsWK2013WKcecWKehdbXg 7.4 15

17 TzwM’SKisKrequiredKforKpathogenesisKofKcerebralKmalariaKandKprotectionKagainstKpulmonaryK
tuberculosisYKInfectionpandpImmunityWK2015WKjeWKigkXhj 3.7 14

16 SyndromeKdisintegrationlKwxomeKsequencingKrevealsKthatKxitzsimmonsKsyndromeKisKaKcoXoccurrenceK
ofKmultipleKeventsYKAmericanpJournalpofpMedicalpGenetics,pPartpAWK2016WKcibWKcjdbXg 2.5 14

15 sKnovelKuutwcKmutationKleadingKtoKaKmildKformKofKhennekamKsyndromelKcaseKreportKandKreviewKofK
theKliteratureYKBMCpMedicalpGeneticsWK2015WKchWKdj 2.1 12

14 sKmapKofKtranscriptionalKheterogeneityKandKregulatoryKvariationKinKhumanKmicroglia 12

13 NovelKdgKkbKveletionKofKMwRTγKuausesKRetinitisKPigmentosaKWithKSevereKProgressionK2017WKgjWKciehXcifd 11

12 TheKutilityKofKexomeKsequencingKforKgeneticKdiagnosisKinKaKfamilialKmicrocephalyKepilepsyKsyndromeYK
BMCpNeurologyWK2014WKcfWKdd 3.1 11

11 OpenKTargetsKyeneticslKsnKopenKapproachKtoKsystematicallyKprioritizeKcausalKvariantsKandKgenesKatK
allKpublishedKhumanKyWsSKtraitXassociatedKloci 10

10 VeryKlowKdepthKwholeKgenomeKsequencingKinKcomplexKtraitKassociationKstudies 9

9 sKmutationKinKtheKTMwMhgKgeneKresultsKinKmitochondrialKmyopathyKwithKsevereKneurologicalK
manifestationsYKEuropeanpJournalpofpHumanpGeneticsWK2017WKdgWKiffXigc 5.3 8

8 tridgingKtheKgapKbetweenKsingleKmoleculeKandKensembleKmethodsKforKmeasuringKlateralKdynamicsK
inKtheKplasmaKmembraneYKPLoSpONEWK2013WKjWKeijbkh 3.7 8

7 yenomeXwideKmetaXanalysisWKfineXmappingWKandKintegrativeKprioritizationKidentifyKnewKslzheimerâ��sK
diseaseKriskKgenes 5

6 tiallelicKLossXofXxunctionKVariantsKinKs’MPcKuauseKaKRareKNeurodegenerativeKviseaseYKJournalpofp
ChildpNeurologyWK2019WKefWKifXjb 2.5 5

5 ScreeningKforKfunctionalKtranscriptionalKandKsplicingKregulatoryKvariantsKwithKyen’wYKNucleicpAcidsp
ResearchWK2020WKfjWKecec 20.1 4

4 wxpansionKofKtheKclinicalKphenotypeKofKtheKdistalKcbqdhYeKdeletionKsyndromeKtoKincludeKataxiaKandK
hyperemiaKofKtheKhandsKandKfeetYKAmericanpJournalpofpMedicalpGenetics,pPartpAWK2017WKcieWKchccXchck 2.5 3

3 MolecularKandKfunctionalKvariationKinKiPSuXderivedKsensoryKneurons 2

2 sKproteomeXwideKgeneticKinvestigationKidentifiesKseveralKSsRSXuoVXdXexploitedKhostKtargetsKofK
clinicalKrelevanceYKELifeWK2021WKcbWK 8.9 2

1 uYR’cXmediatedKinhibitionKofKRsucKsignallingKrestrictsKSalmonellaKTyphimuriumKinfection 1
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