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k Paper IF Citations

82 HighathroughputMevaluationMofMepilepsyaassociatedMKwNQfMvariantsMrevealsMfunctionalMandM
pharmacologicalMheterogeneitybbMJCInInsightYM2022YM 9.9 4

81 RelatedMxevelopmentalMandMypilepticMyncephalopathynMPhenotypicMandMGenotypicMSpectrumbM
Neurology:nGeneticsYM2021YMkYMejeg 3.8 1

80 womputationalManalysisMofMedYljdMphenotypicMannotationsMinMindividualsMwithMSwNfuarelatedM
disordersbMGeneticsninnMedicineYM2021YMfgYMefjgaefkf 8.1 8

79 PhenotypicMhomogeneityMinMchildhoodMepilepsiesMevolvesMinMgeneaspecificMpatternsMacrossMgfieM
patientayearsMofMclinicalMdatabMEuropeannJournalnofnHumannGeneticsYM2021YMfmYMejmdaekdd 5.3 1

78 uTPeufaMandMuTPeugaassociatedMearlyMprofoundMepilepticMencephalopathyMandMpolymicrogyriabM
BrainYM2021YMehhYMehgiaehid 11.2 4

77 SubagenicMintoleranceYMwlinVarYMandMtheMepilepsiesnMuMwholeaexomeMsequencingMstudyMofMfmYejiM
individualsbMAmericannJournalnofnHumannGeneticsYM2021YMedlYMmjiamlf 11 6

76 HeterozygousMuNKRxekMlossaofafunctionMvariantsMcauseMaMsyndromeMwithMintellectualMdisabilityYM
speechMdelayYMandMdysmorphismbMAmericannJournalnofnHumannGeneticsYM2021YMedlYMeeglaeeid 11 2

75 zvXOflMcausesMdevelopmentalMandMepilepticMencephalopathyMwithMprofoundMintellectualMdisabilitybM
EpilepsiaYM2021YMjfYMeegaefe 6.4 1

74 ussessingMtheMlandscapeMofMSTXvPearelatedMdisordersMinMighMindividualsbbMBrainYM2021YM 11.2 4

73 ussociationMofMMissenseMVariantsMWithMGeneticMypilepsyMWithMzebrileMSeizuresMPlusbMNeurologyYM2021YM
mjYMeffieaeffjd 6.5 3

72 GenotypeaphenotypeMcorrelationsMinMSwNluarelatedMdisordersMrevealMprognosticMandMtherapeuticM
implicationsbMBrainYM2021YM 11.2 8

71 ypilepsyMsubtypeaspecificMcopyMnumberMburdenMobservedMinMaMgenomeawideMstudyMofMekMhilM
subjectsbMBrainYM2020YMehgYMfedjafeel 11.2 14

70 SwNguaRelatedMNeurodevelopmentalMxisordernMuMSpectrumMofMypilepsyMandMvrainMMalformationbM
AnnalsnofnNeurologyYM2020YMllYMghlagjf 9.4 19

69 GeneMfamilyMinformationMfacilitatesMvariantMinterpretationMandMidentificationMofMdiseaseaassociatedM
genesMinMneurodevelopmentalMdisordersbMGenomenMedicineYM2020YMefYMfl 14.4 13

68 xamagingMdeMnovoMmissenseMvariantsMinMyyzeufMleadMtoMaMdevelopmentalMandMdegenerativeM
epilepticadyskineticMencephalopathybMHumannMutationYM2020YMheYMefjgaefkm 4.7 10

67 RuRSearelatedMhypomyelinatingMleukodystrophynMyxpandingMtheMspectrumbMAnnalsnofnClinicalnandn
TranslationalnNeurologyYM2020YMkYMlgamg 5.3 10

66 NovelMMissenseMMutationsMussociatedMwithMInfantileaOnsetMxevelopmentalMandMypilepticM
yncephalopathybMInternationalnJournalnofnMolecularnSciencesYM2020YMfeYM 6.3 0
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65 WholeaexomeMandMHLuMsequencingMinMzebrileMinfectionarelatedMepilepsyMsyndromebMAnnalsnofnClinicaln
andnTranslationalnNeurologyYM2020YMkYMehfmaehgi 5.3 6

64 wurrentMknowledgeMofMSLwjuearelatedMneurodevelopmentalMdisordersbMBrainnCommunicationsYM2020YM
fYMfcaaekd 4.5 11

63 VariantsMinMtheMSKfMchannelMgeneMUKwNNfVMleadMtoMdominantMneurodevelopmentalMmovementM
disordersbMBrainYM2020YMehgYMgijhagikg 11.2 7

62 SemanticMSimilarityMunalysisMRevealsMRobustMGeneaxiseaseMRelationshipsMinMxevelopmentalMandM
ypilepticMyncephalopathiesbMAmericannJournalnofnHumannGeneticsYM2020YMedkYMjlgajmk 11 8

61 uMlongitudinalMfootprintMofMgeneticMepilepsiesMusingMautomatedMelectronicMmedicalMrecordM
interpretationbMGeneticsninnMedicineYM2020YMffYMfdjdafdkd 8.1 7

60 HeterogeneousMclinicalMandMfunctionalMfeaturesMofMGRINfxarelatedMdevelopmentalMandMepilepticM
encephalopathybMBrainYM2019YMehfYMgddmagdfk 11.2 25

59 uMRecurrentMMissenseMVariantMinMuPfMeMImpairsMwlathrinaMediatedMyndocytosisMandMwausesM
xevelopmentalMandMypilepticMyncephalopathybMAmericannJournalnofnHumannGeneticsYM2019YMedhYMedjdaedkf11 39

58 HeterozygousMVariantsMinMKMTfyMwauseMaMSpectrumMofMNeurodevelopmentalMxisordersMandM
ypilepsybMAmericannJournalnofnHumannGeneticsYM2019YMedhYMefedaefff 11 31

57 wlinicalMspectrumMofMarelatedMepilepticMdisordersbMNeurologyYM2019YMmfYMeefglaeefhm 6.5 25

56 UltraaRareMGeneticMVariationMinMtheMypilepsiesnMuMWholeayxomeMSequencingMStudyMofMekYjdjM
IndividualsbMAmericannJournalnofnHumannGeneticsYM2019YMediYMfjkaflf 11 104

55 viallelicMVuRSMvariantsMcauseMdevelopmentalMencephalopathyMwithMmicrocephalyMthatMisM
recapitulatedMinMvarsMknockoutMzebrafishbMNaturenCommunicationsYM2019YMedYMkdl 17.4 27

54 xefiningMandMexpandingMtheMphenotypeMofMaassociatedMdevelopmentalMepilepticMencephalopathybM
Neurology:nGeneticsYM2019YMiYMegkg 3.8 3

53 IQSywfarelatedMencephalopathyMinMmalesMandMfemalesnMaMcomparativeMstudyMincludingMgkMnovelM
patientsbMGeneticsninnMedicineYM2019YMfeYMlgkalhm 8.1 32

52 GRINfuarelatedMdisordersnMgenotypeMandMfunctionalMconsequenceMpredictMphenotypebMBrainYM2019YM
ehfYMldamf 11.2 66

51 NeuronalMmechanismsMofMmutationsMinMSwNluMcausingMepilepsyMorMintellectualMdisabilitybMBrainYM2019YM
ehfYMgkjagmd 11.2 53

50 TuNGOfnMexpandingMtheMclinicalMphenotypeMandMspectrumMofMpathogenicMvariantsbMGeneticsninn
MedicineYM2019YMfeYMjdeajdk 8.1 18

49 wlinicalMandMgeneticMspectrumMofMuMPxfarelatedMpontocerebellarMhypoplasiaMtypeMmbMEuropeann
JournalnofnHumannGeneticsYM2018YMfjYMjmiakdl 5.3 14

48 MutationsMinMSwNguMcauseMearlyMinfantileMepilepticMencephalopathybMAnnalsnofnNeurologyYM2018YMlgYMkdgakek9.4 51
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47 xeMnovoMmutationsMinMGRINeMcauseMextensiveMbilateralMpolymicrogyriabMBrainYM2018YMeheYMjmlakef 11.2 46

46 GeneticsMofMypilepsyMinMtheMyraMofMPrecisionMMedicinenMImplicationsMforMTestingYMTreatmentYMandM
GeneticMwounselingbMCurrentnGeneticnMedicinenReportsYM2018YMjYMkgalf 2.2 2

45 MutationsMinMPMPwvMyncodingMtheMwatalyticMSubunitMofMtheMMitochondrialMPresequenceMProteaseM
wauseMNeurodegenerationMinMyarlyMwhildhoodbMAmericannJournalnofnHumannGeneticsYM2018YMedfYMiikaikg 11 44

44 zOXGeMsyndromenMgenotypeaphenotypeMassociationMinMlgMpatientsMwithMzOXGeMvariantsbMGeneticsninn
MedicineYM2018YMfdYMmlaedl 8.1 41

43 xeMnovoMITPReMvariantsMareMaMrecurrentMcauseMofMearlyaonsetMataxiaYMactingMviaMlossMofMchannelM
functionbMEuropeannJournalnofnHumannGeneticsYM2018YMfjYMejfgaejgh 5.3 22

42
xeMNovoMandMInheritedMLossaofazunctionMVariantsMinMTLKfnMwlinicalMandMGenotypeaPhenotypeM
yvaluationMofMaMxistinctMNeurodevelopmentalMxisorderbMAmericannJournalnofnHumannGeneticsYM2018YM
edfYMeemiaefdg

11 24

41 xiagnosticMexomeMsequencingMidentifiesMhaploinsufficiencyMandMchromosomeMfdMuniparentalMdisomyM
inMaMpatientMwithMdevelopmentalManomaliesbMClinicalnCasenReportsnwdiscontinuedxYM2018YMjYMefdlaefeg 0.7 1

40 TheMwlinGenMypilepsyMGeneMwurationMyxpertMPanelavridgingMtheMdivideMbetweenMclinicalMdomainM
knowledgeMandMformalMgeneMcurationMcriteriabMHumannMutationYM2018YMgmYMehkjaehlh 4.7 21

39 HwNeMmutationMspectrumnMfromMneonatalMepilepticMencephalopathyMtoMbenignMgeneralizedMepilepsyM
andMbeyondbMBrainYM2018YMeheYMgejdagekl 11.2 48

38 xeMNovoMPathogenicMVariantsMinMwuwNueyMwauseMxevelopmentalMandMypilepticMyncephalopathyMwithM
wontracturesYMMacrocephalyYMandMxyskinesiasbMAmericannJournalnofnHumannGeneticsYM2018YMedgYMjjjajkl 11 44

37 xeMnovoMvariantsMinMneurodevelopmentalMdisordersMwithMepilepsybMNaturenGeneticsYM2018YMidYMedhlaedig 36.3 139

36 uutosomalMrecessiveMmutationsMinMTHOwjMcauseMintellectualMdisabilitynMsyndromeMdelineationM
requiringMforwardMandMreverseMphenotypingbMClinicalnGeneticsYM2017YMmeYMmfamm 4 18

35 wlassificationMofMGenesnMStandardizedMwlinicalMValidityMussessmentMofMGeneaxiseaseMussociationsM
uidsMxiagnosticMyxomeMunalysisMandMReclassificationsbMHumannMutationYM2017YMglYMjddajdl 4.7 55

34 viallelicMlossaofafunctionMvariantsMinMxOwKgMcauseMmuscleMhypotoniaYMataxiaYMandMintellectualM
disabilitybMClinicalnGeneticsYM2017YMmfYMhgdahgg 4 12

33 TheMroleMofMgeneticMtestingMinMepilepsyMdiagnosisMandMmanagementbMExpertnReviewnofnMolecularn
DiagnosticsYM2017YMekYMkgmakid 3.8 31

32 GeneticMandMphenotypicMheterogeneityMsuggestMtherapeuticMimplicationsMinMSwNfuarelatedM
disordersbMBrainYM2017YMehdYMegejaeggj 11.2 285

31 encephalopathynMnovelMfindingsMonMphenotypeYMvariantMclusteringYMfunctionalMconsequencesMandM
treatmentMaspectsbMJournalnofnMedicalnGeneticsYM2017YMihYMhjdahkd 5.8 109

30 xeMNovoMMissenseMMutationsMinMxHXgdMImpairMGlobalMTranslationMandMwauseMaMNeurodevelopmentalM
xisorderbMAmericannJournalnofnHumannGeneticsYM2017YMedeYMkejakfh 11 38
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29 xeMNovoMMutationsMinMProteinMKinaseMGenesMwuMKfuMandMwuMKfvMwauseMIntellectualMxisabilitybM
AmericannJournalnofnHumannGeneticsYM2017YMedeYMkjlakll 11 81

28 xeMNovoMMutationsMinMPPPgwuMwauseMSevereMNeurodevelopmentalMxiseaseMwithMSeizuresbMAmericann
JournalnofnHumannGeneticsYM2017YMedeYMiejaifh 11 29

27 viallelicMmutationsMinMtheMferredoxinMreductaseMgeneMcauseMnovelMmitochondriopathyMwithMopticM
atrophybMHumannMolecularnGeneticsYM2017YMfjYMhmgkahmid 5.6 22

26 GeneticMepilepsyMwithMfebrileMseizuresMplusnMRefiningMtheMspectrumbMNeurologyYM2017YMlmYMefedaefem 6.5 68

25 xelineatingMSPTuNeMassociatedMphenotypesnMfromMisolatedMepilepsyMtoMencephalopathyMwithM
progressiveMbrainMatrophybMBrainYM2017YMehdYMfgffafggj 11.2 44

24 ReplybMAnnalsnofnNeurologyYM2017YMleYMgflagfm 9.4

23 xeMNovoMVariantsMinMGRIuhMLeadMtoMIntellectualMxisabilityMwithMorMwithoutMSeizuresMandMGaitM
ubnormalitiesbMAmericannJournalnofnHumannGeneticsYM2017YMedeYMedegaedfd 11 26

22 encephalopathynMuMnewMdiseaseMofMvesicleMfissionbMNeurologyYM2017YMlmYMgliagmh 6.5 46

21 wandidateageneMcriteriaMforMclinicalMreportingnMdiagnosticMexomeMsequencingMidentifiesMalteredM
candidateMgenesMamongMlRMofMpatientsMwithMundiagnosedMdiseasesbMGeneticsninnMedicineYM2017YMemYMffhafgi8.1 38

20 PhenotypicMspectrumMofMGuvRuenMzromMgeneralizedMepilepsiesMtoMsevereMepilepticM
encephalopathiesbMNeurologyYM2016YMlkYMeehdaie 6.5 78

19 uMrecurrentMmutationMinMKwNufMasMaMnovelMcauseMofMhereditaryMspasticMparaplegiaMandMataxiabMAnnalsn
ofnNeurologyYM2016YMldYM 9.4 31

18 LossMofMSYNJeMdualMphosphataseMactivityMleadsMtoMearlyMonsetMrefractoryMseizuresMandMprogressiveM
neurologicalMdeclinebMBrainYM2016YMegmYMfhfdagd 11.2 49

17 xeMnovoMmutationsMofMKIuufdffMinMfemalesMcauseMintellectualMdisabilityMandMintractableMepilepsybM
JournalnofnMedicalnGeneticsYM2016YMigYMlidalil 5.8 32

16 LossMofMfunctionMofMtheMretinoidarelatedMnuclearMreceptorMURORvVMgeneMandMepilepsybMEuropeann
JournalnofnHumannGeneticsYM2016YMfhYMekjeaekkd 5.3 23

15 xiagnosticMexomeMsequencingMprovidesMaMmolecularMdiagnosisMforMaMsignificantMproportionMofM
patientsMwithMepilepsybMGeneticsninnMedicineYM2016YMelYMlmlamdi 8.1 223

14 MultiplexMfamiliesMwithMepilepsynMSuccessMofMclinicalMandMmolecularMgeneticMcharacterizationbM
NeurologyYM2016YMljYMkegaff 6.5 22

13 STXvPeMencephalopathynMuMneurodevelopmentalMdisorderMincludingMepilepsybMNeurologyYM2016YMljYMmihajf6.5 159

12 ThreeMcasesMofMTroyerMsyndromeMinMtwoMfamiliesMofMzilipinoMdescentbMAmericannJournalnofnMedicaln
Genetics,nPartnAYM2016YMekdYMekldai 2.5 12
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11 xelineatingMtheMGRINeMphenotypicMspectrumnMuMdistinctMgeneticMNMxuMreceptorMencephalopathybM
NeurologyYM2016YMljYMfekeal 6.5 108

10
WuwMlossaofafunctionMmutationsMcauseMaMrecognisableMsyndromeMcharacterisedMbyMdysmorphicM
featuresYMdevelopmentalMdelayMandMhypotoniaMandMrecapitulateMedpeebfgMmicrodeletionMsyndromebM
JournalnofnMedicalnGeneticsYM2015YMifYMkihaje

5.8 30

9 uMcaseaonlyMstudyMofMgeneaenvironmentMinteractionMbetweenMgeneticMsusceptibilityMvariantsMinMNOxfM
andMcigaretteMsmokingMinMwrohnTsMdiseaseMaetiologybMBMCnMedicalnGeneticsYM2012YMegYMeh 2.1 17

8 RareMproteinMsequenceMvariationMinMSVfuMgeneMdoesMnotMaffectMresponseMtoMlevetiracetambMEpilepsyn
ResearchYM2012YMedeYMfkkam 3 10

7 GeneticMriskMperceptionMandMreproductiveMdecisionMmakingMamongMpeopleMwithMepilepsybMEpilepsiaYM
2010YMieYMelkhak 6.4 26

6 eiqegbgMmicrodeletionsMincreaseMriskMofMidiopathicMgeneralizedMepilepsybMNaturenGeneticsYM2009YMheYMejdaf36.3 454

5 zounderMeffectMwithMvariableMageMatMonsetMinMurabMfamiliesMwithMLaforaMdiseaseMandMyPMfuM
mutationbMEpilepsiaYM2007YMhlYMedeeah 6.4 15

4 xistinguishingMsleepMdisordersMfromMseizuresnMdiagnosingMbumpsMinMtheMnightbMArchivesnofnNeurologyYM
2006YMjgYMkdiam 178

3 yxplorationMofMtheMgeneticMarchitectureMofMidiopathicMgeneralizedMepilepsiesbMEpilepsiaYM2006YMhkYMejlfamd 6.4 42

2 xeMnovoMVariantsMinMNeurodevelopmentalMxisordersMwithMypilepsy 3

1 GenotypeaphenotypeMcorrelationsMinMSwNluarelatedMdisordersMrevealMprognosticMandMtherapeuticMimplications 2
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