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k Paper IF Citations

169 xeNnovoNmutationsNinNepilepticNencephalopathiesbNNatureZN2013ZNideZNfekafe 50.4 1081

168 yxomeNsequencingNidentifiesNMLLfNmutationsNasNaNcauseNofNKabukiNsyndromebNNaturehGeneticsZN2010
ZNhfZNkmdag 36.3 1041

167 MultiplexNtargetedNsequencingNidentifiesNrecurrentlyNmutatedNgenesNinNautismNspectrumNdisordersbN
ScienceZN2012ZNgglZNejemaff 33.3 892

166 RecurrentNrearrangementsNofNchromosomeNeqfebeNandNvariableNpediatricNphenotypesbNNewhEnglandh
JournalhofhMedicineZN2008ZNgimZNejliamm 59.2 587

165 TargetedNresequencingNinNepilepticNencephalopathiesNidentifiesNdeNnovoNmutationsNinNwHxfNandN
SYNGuPebNNaturehGeneticsZN2013ZNhiZNlfiagd 36.3 500

164 xisruptiveNwHxlNmutationsNdefineNaNsubtypeNofNautismNearlyNinNdevelopmentbNCellZN2014ZNeilZNfjgafkj 56.2 467

163 uNrecurrentNeiqegbgNmicrodeletionNsyndromeNassociatedNwithNmentalNretardationNandNseizuresbN
NaturehGeneticsZN2008ZNhdZNgffal 36.3 463

162 uNrecurrentNejpefbeNmicrodeletionNsupportsNaNtwoahitNmodelNforNsevereNdevelopmentalNdelaybN
NaturehGeneticsZN2010ZNhfZNfdgam 36.3 461

161 eiqegbgNmicrodeletionsNincreaseNriskNofNidiopathicNgeneralizedNepilepsybNNaturehGeneticsZN2009ZNheZNejdaf36.3 454

160 PopulationNanalysisNofNlargeNcopyNnumberNvariantsNandNhotspotsNofNhumanNgeneticNdiseasebN
AmericanhJournalhofhHumanhGeneticsZN2009ZNlhZNehlaje 11 454

159 RefiningNanalysesNofNcopyNnumberNvariationNidentifiesNspecificNgenesNassociatedNwithNdevelopmentalN
delaybNNaturehGeneticsZN2014ZNhjZNedjgake 36.3 429

158 SzuRINGeneNfbdnNaNcommunityadrivenNknowledgebaseNforNtheNautismNspectrumNdisordersNVuSxsWbN
MolecularhAutismZN2013ZNhZNgj 6.5 352

157 GenomeawideNcopyNnumberNvariationNinNepilepsynNnovelNsusceptibilityNlociNinNidiopathicNgeneralizedN
andNfocalNepilepsiesbNPLoShGeneticsZN2010ZNjZNeedddmjf 6 348

156 RecurrentNmicrodeletionsNatNeiqeebfNandNejpegbeeNpredisposeNtoNidiopathicNgeneralizedNepilepsiesbN
BrainZN2010ZNeggZNfgagf 11.2 347

155 GRINfuNmutationsNcauseNepilepsyaaphasiaNspectrumNdisordersbNNaturehGeneticsZN2013ZNhiZNedkgaj 36.3 249

154 GenomicsZNintellectualNdisabilityZNandNautismbNNewhEnglandhJournalhofhMedicineZN2012ZNgjjZNkggahg 59.2 218

153 HighNRateNofNRecurrentNxeNNovoNMutationsNinNxevelopmentalNandNypilepticNyncephalopathiesbN
AmericanhJournalhofhHumanhGeneticsZN2017ZNedeZNjjhajli 11 214
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152 TheNphenotypicNspectrumNofNSwNluNencephalopathybNNeurologyZN2015ZNlhZNhldam 6.5 199

151 RecurrentNreciprocalNgenomicNrearrangementsNofNekqefNareNassociatedNwithNrenalNdiseaseZNdiabetesZN
andNepilepsybNAmericanhJournalhofhHumanhGeneticsZN2007ZNleZNedikajm 11 193

150 zamilialNandNsporadicNeiqegbgNmicrodeletionsNinNidiopathicNgeneralizedNepilepsynNprecedentNforN
disordersNwithNcomplexNinheritancebNHumanhMolecularhGeneticsZN2009ZNelZNgjfjage 5.6 190

149 GuvRueNandNSTXvPenNnovelNgeneticNcausesNofNxravetNsyndromebNNeurologyZN2014ZNlfZNefhiaig 6.5 180

148 wlinicalNwholeagenomeNsequencingNinNsevereNearlyaonsetNepilepsyNrevealsNnewNgenesNandNimprovesN
molecularNdiagnosisbNHumanhMolecularhGeneticsZN2014ZNfgZNgfddaee 5.6 179

147 RareNcopyNnumberNvariantsNareNanNimportantNcauseNofNepilepticNencephalopathiesbNAnnalshofh
NeurologyZN2011ZNkdZNmkhali 9.4 176

146 xuplicationNhotspotsZNrareNgenomicNdisordersZNandNcommonNdiseasebNCurrenthOpinionhinhGeneticshandh
DevelopmentZN2009ZNemZNemjafdh 4.9 167

145 SwNfuNencephalopathynNuNmajorNcauseNofNepilepsyNofNinfancyNwithNmigratingNfocalNseizuresbN
NeurologyZN2015ZNliZNmilajj 6.5 163

144 RecurrentNfddakbNdeletionsNofNejpeebfNthatNincludeNtheNSHfveNgeneNareNassociatedNwithN
developmentalNdelayNandNobesitybNGeneticshinhMedicineZN2010ZNefZNjheak 8.1 152

143 UltraarareNgeneticNvariationNinNcommonNepilepsiesnNaNcaseacontrolNsequencingNstudybNLanceth
NeurologywhTheZN2017ZNejZNegiaehg 24.1 133

142 udvancingNepilepsyNgeneticsNinNtheNgenomicNerabNGenomehMedicineZN2015ZNkZNme 14.4 121

141 TheNgeneticNlandscapeNofNinfantileNspasmsbNHumanhMolecularhGeneticsZN2014ZNfgZNhlhjail 5.6 118

140 wopyNnumberNvariantsNareNfrequentNinNgeneticNgeneralizedNepilepsyNwithNintellectualNdisabilitybN
NeurologyZN2013ZNleZNeidkaeh 6.5 115

139 MutationsNinNtheNGuvuNTransporterNSLwjueNwauseNypilepsyNwithNMyoclonicautonicNSeizuresbN
AmericanhJournalhofhHumanhGeneticsZN2015ZNmjZNldlaei 11 114

138 encephalopathynNnovelNfindingsNonNphenotypeZNvariantNclusteringZNfunctionalNconsequencesNandN
treatmentNaspectsbNJournalhofhMedicalhGeneticsZN2017ZNihZNhjdahkd 5.8 109

137 uNmethodNforNrapidZNtargetedNwNVNgenotypingNidentifiesNrareNvariantsNassociatedNwithN
neurocognitiveNdiseasebNGenomehResearchZN2009ZNemZNeikmali 9.7 106

136 TheNgeneticsNofNmicrodeletionNandNmicroduplicationNsyndromesnNanNupdatebNAnnualhReviewhofh
GenomicshandhHumanhGeneticsZN2014ZNeiZNfeiafhh 9.7 103

135 wlinicalNphenotypeNofNtheNrecurrentNeqfebeNcopyanumberNvariantbNGeneticshinhMedicineZN2016ZNelZNgheam 8.1 84

(2016-2015)
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134 MutationsNinNKwNTeNcauseNaNspectrumNofNfocalNepilepsiesbNEpilepsiaZN2015ZNijZNeeehafd 6.4 83

133 SwNluNencephalopathynNResearchNprogressNandNprospectsbNEpilepsiaZN2016ZNikZNedfkagi 6.4 82

132 wHxfNvariantsNareNaNriskNfactorNforNphotosensitivityNinNepilepsybNBrainZN2015ZNeglZNeemlafdk 11.2 81

131 uMPuNreceptorNGluufNsubunitNdefectsNareNaNcauseNofNneurodevelopmentalNdisordersbNNatureh
CommunicationsZN2019ZNedZNgdmh 17.4 76

130 GeneticNandNneurodevelopmentalNspectrumNofNSYNGuPeaassociatedNintellectualNdisabilityNandN
epilepsybNJournalhofhMedicalhGeneticsZN2016ZNigZNieeaff 5.8 76

129 GermlineNxeNNovoNMutationsNinNGNveNwauseNSevereNNeurodevelopmentalNxisabilityZNHypotoniaZN
andNSeizuresbNAmericanhJournalhofhHumanhGeneticsZN2016ZNmlZNeddeaeded 11 70

128 MutationsNinNGuvRvgnNzromNfebrileNseizuresNtoNepilepticNencephalopathiesbNNeurologyZN2017ZNllZNhlgahmf6.5 68

127 ParentalNMosaicismNinNPxeNNovoPNypilepticNyncephalopathiesbNNewhEnglandhJournalhofhMedicineZN
2018ZNgklZNejhjaejhl 59.2 67

126
wopyNnumberNvariationNanalysisNinNsingleasutureNcraniosynostosisnNmultipleNrareNvariantsNincludingN
RUNXfNduplicationNinNtwoNcousinsNwithNmetopicNcraniosynostosisbNAmericanhJournalhofhMedicalh
GeneticswhParthAZN2010ZNeifuZNffdgaed

2.5 66

125 NotNallNepilepticNencephalopathiesNareNxravetNsyndromenNyarlyNprofoundNThrffjMetNphenotypebN
NeurologyZN2017ZNlmZNedgiaedhf 6.5 62

124 womplexNwompoundNInheritanceNofNLethalNLungNxevelopmentalNxisordersNxueNtoNxisruptionNofNtheN
TvXazGzNPathwaybNAmericanhJournalhofhHumanhGeneticsZN2019ZNedhZNfegaffl 11 58

123 wHxfNmyoclonicNencephalopathyNisNfrequentlyNassociatedNwithNselfainducedNseizuresbNNeurologyZN
2015ZNlhZNmieal 6.5 57

122 TRIONlossNofNfunctionNisNassociatedNwithNmildNintellectualNdisabilityNandNaffectsNdendriticNbranchingN
andNsynapseNfunctionbNHumanhMolecularhGeneticsZN2016ZNfiZNlmfamdf 5.6 56

121 TheNGeneticNLandscapeNofNypilepsyNofNInfancyNwithNMigratingNzocalNSeizuresbNAnnalshofhNeurologyZN
2019ZNljZNlfealge 9.4 55

120 encephalopathynNuNdistinctiveNgeneralizedNdevelopmentalNandNepilepticNencephalopathybNNeurologyZN
2019ZNmfZNemjaeedk 6.5 55

119 xefiningNtheNphenotypicNspectrumNofNSLwjueNmutationsbNEpilepsiaZN2018ZNimZNglmahdf 6.4 54

118 PrimerNPartNeaTheNbuildingNblocksNofNepilepsyNgeneticsbNEpilepsiaZN2016ZNikZNljeal 6.4 54

117 MutationsNaffectingNtheNSuNxNdomainNofNxyuzeNcauseNintellectualNdisabilityNwithNsevereNspeechN
impairmentNandNbehavioralNproblemsbNAmericanhJournalhofhHumanhGeneticsZN2014ZNmhZNjhmaje 11 51
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116 ypilepsyNandNtheNnewNcytogeneticsbNEpilepsiaZN2011ZNifZNhfgagf 6.4 51

115 xominantNKwNufNmutationNcausesNepisodicNataxiaNandNpharmacoresponsiveNepilepsybNNeurologyZN
2016ZNlkZNemkiaemlh 6.5 50

114 SeizuresNareNregulatedNbyNubiquitinaspecificNpeptidaseNmNXalinkedNVUSPmXWZNaNdeaubiquitinasebNPLoSh
GeneticsZN2015ZNeeZNeeddidff 6 49

113 yxonadisruptingNdeletionsNofNNRXNeNinNidiopathicNgeneralizedNepilepsybNEpilepsiaZN2013ZNihZNfijajh 6.4 48

112 GGwNRepeatNyxpansionNandNyxonNeNMethylationNofNXYLTeNIsNaNwommonNPathogenicNVariantNinN
varatelaaScottNSyndromebNAmericanhJournalhofhHumanhGeneticsZN2019ZNedhZNgiahh 11 47

111 xeNnovoNmutationsNinNGRINeNcauseNextensiveNbilateralNpolymicrogyriabNBrainZN2018ZNeheZNjmlakef 11.2 46

110 uNpopulationabasedNcostaeffectivenessNstudyNofNearlyNgeneticNtestingNinNsevereNepilepsiesNofNinfancybN
EpilepsiaZN2018ZNimZNeekkaeelk 6.4 46

109 ejpeebfNjddNkbNxuplicationsNconferNriskNforNtypicalNandNatypicalNRolandicNepilepsybNHumanhMolecularh
GeneticsZN2014ZNfgZNjdjmald 5.6 45

108 wopyNnumberNvariantNanalysisNfromNexomeNdataNinNghmNpatientsNwithNepilepticNencephalopathybN
AnnalshofhNeurologyZN2015ZNklZNgfgal 9.4 44

107 ypilepticNspasmsNareNaNfeatureNofNxyPxwiNmTORopathybNNeurology:hGeneticsZN2015ZNeZNeek 3.8 44

106 xeNNovoNPathogenicNVariantsNinNwuwNueyNwauseNxevelopmentalNandNypilepticNyncephalopathyNwithN
wontracturesZNMacrocephalyZNandNxyskinesiasbNAmericanhJournalhofhHumanhGeneticsZN2018ZNedgZNjjjajkl 11 44

105 uberrantNInclusionNofNaNPoisonNyxonNwausesNxravetNSyndromeNandNRelatedNSwNeuaussociatedN
GeneticNypilepsiesbNAmericanhJournalhofhHumanhGeneticsZN2018ZNedgZNedffaedfm 11 40

104 uNhomozygousNvgGuTgNmutationNcausesNaNsevereNsyndromeNwithNmultipleNfracturesZNexpandingNtheN
phenotypeNofNlinkeropathyNsyndromesbNAmericanhJournalhofhMedicalhGeneticswhParthAZN2015ZNejkuZNfjmeaj 2.5 39

103 xiagnosticNimplicationsNofNgeneticNcopyNnumberNvariationNinNepilepsyNplusbNEpilepsiaZN2019ZNjdZNjlmakdj 6.4 37

102 MicrodeletionNsyndromesbNCurrenthOpinionhinhGeneticshandhDevelopmentZN2013ZNfgZNfgfam 4.9 37

101 uNtargetedNresequencingNgeneNpanelNforNfocalNepilepsybNNeurologyZN2016ZNljZNejdiaef 6.5 37

100 GeneticNcontributionNtoNcommonNepilepsiesbNCurrenthOpinionhinhNeurologyZN2011ZNfhZNehdai 7.1 35

99
womparativeNsequencingNofNaNmulticopyNsubtelomericNregionNcontainingNolfactoryNreceptorNgenesN
revealsNmultipleNinteractionsNbetweenNnonahomologousNchromosomesbNHumanhMolecularhGeneticsZN
2001ZNedZNfgjgakf

5.6 35

(2001-2011)
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98 SevereNinfantileNonsetNdevelopmentalNandNepilepticNencephalopathyNcausedNbyNmutationsNinN
autophagyNgeneNWxRhibNEpilepsiaZN2018ZNimZNeiaeeg 6.4 34

97 xeNnovoNmutationsNofNKIuufdffNinNfemalesNcauseNintellectualNdisabilityNandNintractableNepilepsybN
JournalhofhMedicalhGeneticsZN2016ZNigZNlidalil 5.8 32

96 zurtherNclinicalNandNmolecularNdelineationNofNtheNeiqfhNmicrodeletionNsyndromebNJournalhofhMedicalh
GeneticsZN2012ZNhmZNeedal 5.8 32

95 uutismNandNdevelopmentalNdisabilityNcausedNbyNKwNQgNgainaofafunctionNvariantsbNAnnalshofh
NeurologyZN2019ZNljZNeleaemf 9.4 30

94 GeneticallyNcomplexNepilepsiesZNcopyNnumberNvariantsNandNsyndromeNconstellationsbNGenomeh
MedicineZN2010ZNfZNke 14.4 30

93 GenotypeNtoNphenotypeadiscoveryNandNcharacterizationNofNnovelNgenomicNdisordersNinNaN
PgenotypeafirstPNerabNGeneticshinhMedicineZN2009ZNeeZNlgjahf 8.1 30

92 xeNNovoNMutationsNinNPPPgwuNwauseNSevereNNeurodevelopmentalNxiseaseNwithNSeizuresbNAmericanh
JournalhofhHumanhGeneticsZN2017ZNedeZNiejaifh 11 29

91 wlinicalNphenotypeNofNuSxaassociatedNhaploinsufficiencybNMolecularhAutismZN2017ZNlZNih 6.5 29

90 wNVsNinNypilepsybNCurrenthGenetichMedicinehReportsZN2014ZNfZNejfaejk 2.2 26

89 SimultaneousNimpairmentNofNneuronalNandNmetabolicNfunctionNofNmutatedNgephyrinNinNaNpatientN
withNepilepticNencephalopathybNEMBOhMolecularhMedicineZN2015ZNkZNeildamh 12 26

88 RecentNadvancesNinNepilepsyNgenomicsNandNgeneticNtestingbNF1000ResearchZN2020ZNmZN 3.6 25

87 SomaticNmutationnNTheNhiddenNgeneticsNofNbrainNmalformationsNandNfocalNepilepsiesbNEpilepsyh
ResearchZN2019ZNeiiZNedjeje 3 24

86 IntragenicNdeletionsNofNuLxHkueNinNpyridoxineadependentNepilepsyNcausedNbyNuluauluN
recombinationbNNeurologyZN2015ZNliZNkijajf 6.5 23

85 LossNofNfunctionNofNtheNretinoidarelatedNnuclearNreceptorNVRORvWNgeneNandNepilepsybNEuropeanh
JournalhofhHumanhGeneticsZN2016ZNfhZNekjeaekkd 5.3 23

84 xeNnovoNlossaofafunctionNmutationsNinNWuwNcauseNaNrecognizableNintellectualNdisabilityNsyndromeN
andNlearningNdeficitsNinNxrosophilabNEuropeanhJournalhofhHumanhGeneticsZN2016ZNfhZNeehiaig 5.3 23

83 uNgenotypeafirstNapproachNidentifiesNanNintellectualNdisabilityaoverweightNsyndromeNcausedNbyNPHIPN
haploinsufficiencybNEuropeanhJournalhofhHumanhGeneticsZN2018ZNfjZNihajg 5.3 23

82 MultiplexNfamiliesNwithNepilepsynNSuccessNofNclinicalNandNmolecularNgeneticNcharacterizationbN
NeurologyZN2016ZNljZNkegaff 6.5 22

81 ubsenceNseizuresNwithNintellectualNdisabilityNasNaNphenotypeNofNtheNeiqegbgNmicrodeletionN
syndromebNEpilepsiaZN2011ZNifZNeemhal 6.4 22
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80 xeNNovoNVariantsNinNtheNzavoxNProteinNzvXOeeNinNfdNIndividualsNwithNaNVariableN
NeurodevelopmentalNxisorderbNAmericanhJournalhofhHumanhGeneticsZN2018ZNedgZNgdiagej 11 21

79 xisruptiveNmutationsNinNTuNwfNdefineNaNneurodevelopmentalNsyndromeNassociatedNwithNpsychiatricN
disordersbNNaturehCommunicationsZN2019ZNedZNhjkm 17.4 21

78 TheNwlinGenNypilepsyNGeneNwurationNyxpertNPanelavridgingNtheNdivideNbetweenNclinicalNdomainN
knowledgeNandNformalNgeneNcurationNcriteriabNHumanhMutationZN2018ZNgmZNehkjaehlh 4.7 21

77 GeneticNheterogeneityNinNinfantileNspasmsbNEpilepsyhResearchZN2019ZNeijZNedjele 3 20

76 ZMIZeNVariantsNwauseNaNSyndromicNNeurodevelopmentalNxisorderbNAmericanhJournalhofhHumanh
GeneticsZN2019ZNedhZNgemaggd 11 19

75 TuNGOfnNexpandingNtheNclinicalNphenotypeNandNspectrumNofNpathogenicNvariantsbNGeneticshinh
MedicineZN2019ZNfeZNjdeajdk 8.1 18

74 NvyunNxevelopmentalNdiseaseNgeneNwithNearlyNgeneralizedNepilepsyNphenotypesbNAnnalshofh
NeurologyZN2018ZNlhZNkllakmi 9.4 18

73 viaallelicNLossaofazunctionNwuwNuevNMutationsNinNProgressiveNypilepsyaxyskinesiabNAmericanh
JournalhofhHumanhGeneticsZN2019ZNedhZNmhlamij 11 17

72 RecurrentNduplicationsNofNekqefNassociatedNwithNvariableNphenotypesbNAmericanhJournalhofhMedicalh
GeneticswhParthAZN2015ZNejkuZNgdglahi 2.5 17

71 wlinicalNGeneticNTestingNinNypilepsybNEpilepsyhCurrentsZN2015ZNeiZNemkafde 1.3 17

70 IterativeNphenotypingNofNeiqeebfZNeiqegbgNandNejpegbeeNmicrodeletionNcarriersNinNpediatricN
epilepsiesbNEpilepsyhResearchZN2014ZNedlZNedmaej 3 17

69 GeneticNinvestigationsNofNtheNepilepticNencephalopathiesnNRecentNadvancesbNProgresshinhBrainh
ResearchZN2016ZNffjZNgiajd 2.9 16

68 TheNunexpectedNroleNofNcopyNnumberNvariationsNinNjuvenileNmyoclonicNepilepsybNEpilepsyhandh
BehaviorZN2013ZNflNSupplNeZNSjjal 3.2 16

67 xeletionsNofNejpeebfNandNempegbfNinNaNfamilyNwithNintellectualNdisabilityNandNgeneralizedNepilepsybN
AmericanhJournalhofhMedicalhGeneticswhParthAZN2013ZNejeuZNekffai 2.5 16

66 yxpandingNclinicalNphenotypeNinNwuwNuewNrelatedNdisordersnNzromNneonatalNonsetNsevereNepilepticN
encephalopathyNtoNlateaonsetNepilepsybNAmericanhJournalhofhMedicalhGeneticswhParthAZN2018ZNekjZNfkggafkgm2.5 16

65 TargetedNlongareadNsequencingNidentifiesNmissingNdiseaseacausingNvariationbNAmericanhJournalhofh
HumanhGeneticsZN2021ZNedlZNehgjaehhm 11 16

64 NextaGenerationNSequencingNinNIntellectualNxisabilitybNJournalhofhPediatrichGeneticsZN2015ZNhZNeflagi 0.7 14

63 yxpandingNtheNgeneticNandNphenotypicNrelevanceNofNKwNveNvariantsNinNdevelopmentalNandNepilepticN
encephalopathiesnNfkNnewNpatientsNandNoverviewNofNtheNliteraturebNHumanhMutationZN2020ZNheZNjmald 4.7 14

(2020-2018)
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62 wlinicalNPhenotypesNofNwarriersNofNMutationsNinNwHxlNorNItsNwonservedNTargetNGenesbNBiologicalh
PsychiatryZN2020ZNlkZNefgaege 7.9 14

61 LossNofNfunctionNinNisNassociatedNwithNtetralogyNofNzallotNandNseptalNdefectsbNJournalhofhMedicalh
GeneticsZN2017ZNihZNlfialfm 5.8 13

60 ypilepsyNdueNtoNfdqegbggNsubtelomereNdeletionNmasqueradingNasNpyridoxineadependentNepilepsybN
AmericanhJournalhofhMedicalhGeneticswhParthAZN2012ZNeiluZNgemdai 2.5 13

59 InvestigatingNtheNgeneticNbasisNofNfeveraassociatedNsyndromicNepilepsiesNusingNcopyNnumberN
variationNanalysisbNEpilepsiaZN2015ZNijZNefjagf 6.4 12

58 xeNnovoNandNbiallelicNxyuzeNvariantsNcauseNaNphenotypicNspectrumbNGeneticshinhMedicineZN2019ZNfeZNfdimafdjm8.1 11

57 TheNepilepsyNphenotypicNspectrumNassociatedNwithNaNrecurrentNwUXfNvariantbNAnnalshofhNeurologyZN
2018ZNlgZNmfjamgh 9.4 11

56 PathogenicNVariantsNinNwyPliLNwauseNSporadicNandNzamilialNPosteriorNPredominantNLissencephalybN
NeuronZN2020ZNedjZNfgkafhibel 13.9 10

55 ypilepsynNveyondNtheNsingleNnucleotideNvariantNinNepilepsyNgeneticsbNNaturehReviewshNeurologyZN2014
ZNedZNhmdae 15 10

54 TheNepileptologyNofNGNviNencephalopathybNEpilepsiaZN2019ZNjdZNeefeaeefk 6.4 9

53 GeneticNliteracyNseriesnNPrimerNpartNfaParadigmNshiftsNinNepilepsyNgeneticsbNEpilepsiaZN2018ZNimZNeeglaeehk6.4 9

52 wopyNNumberNMattersNinNypilepsybNEpilepsyhCurrentsZN2015ZNeiZNeldaf 1.3 9

51 LevetiracetamNefficacyNinNPwxHemNGirlsNwlusteringNypilepsybNEuropeanhJournalhofhPaediatrich
NeurologyZN2020ZNfhZNehfaehk 3.8 9

50 TheNImpactNofNRapidNyxomeNSequencingNonNMedicalNManagementNofNwriticallyNIllNwhildrenbNJournalhofh
PediatricsZN2020ZNffjZNfdfafefbee 3.6 9

49 ziveNpatientsNwithNaNchromosomeNeqfebeNtriplicationNshowNmacrocephalyZNincreasedNweightNandN
facialNsimilaritiesbNEuropeanhJournalhofhMedicalhGeneticsZN2015ZNilZNidgal 2.6 8

48 PoisonNexonsNinNneurodevelopmentNandNdiseasebNCurrenthOpinionhinhGeneticshandhDevelopmentZN2020ZN
jiZNmlaedf 4.9 8

47 SevereNneurocognitiveNandNgrowthNdisordersNdueNtoNvariationNinNTHOwfZNanNessentialNcomponentNofN
nuclearNmRNuNexportNmachinerybNHumanhMutationZN2018ZNgmZNeefjaeegl 4.7 8

46 ReturnNofNindividualNresultsNinNepilepsyNgenomicNresearchnNuNviewNfromNtheNfieldbNEpilepsiaZN2018ZNimZNejgiaejhf6.4 7

45 eiqegbgNmicrodeletionsNinNaNprospectivelyNrecruitedNcohortNofNpatientsNwithNidiopathicNgeneralizedN
epilepsyNinNvulgariabNEpilepsyhResearchZN2013ZNedhZNfheai 3 7
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44 vRuTeNencephalopathynNaNrecessiveNcauseNofNepilepsyNofNinfancyNwithNmigratingNfocalNseizuresbN
DevelopmentalhMedicinehandhChildhNeurologyZN2020ZNjfZNedmjaedmm 3.3 7

43 TheNsevereNepilepsyNsyndromesNofNinfancynNuNpopulationabasedNstudybNEpilepsiaZN2021ZNjfZNgilagkd 6.4 7

42 TargetedNlongareadNsequencingNresolvesNcomplexNstructuralNvariantsNandNidentifiesNmissingN
diseaseacausingNvariants 6

41 ReanalysisNandNoptimisationNofNbioinformaticNpipelinesNisNcriticalNforNmutationNdetectionbNHumanh
MutationZN2019ZNhdZNgkhagkm 4.7 6

40 TheNRoadNtoNxiagnosisnNShorteningNtheNxiagnosticNOdysseyNinNypilepsybNEpilepsyhCurrentsZN2019ZNemZNgdkagdm1.3 5

39 xoubleNsomaticNmosaicismNinNaNchildNwithNxravetNsyndromebNNeurology:hGeneticsZN2019ZNiZNeggg 3.8 5

38 InheritedNRORvNpathogenicNvariantsnNOverlapNofNphotosensitiveNgeneticNgeneralizedNandNoccipitalN
lobeNepilepsybNEpilepsiaZN2020ZNjeZNefgaefm 6.4 5

37 ypilepsyNvenchmarksNureaNIIInNImprovedNTreatmentNOptionsNforNwontrollingNSeizuresNandN
ypilepsyaRelatedNwonditionsNWithoutNSideNyffectsbNEpilepsyhCurrentsZN2020ZNfdZNfgSagdS 1.3 5

36 viaallelicNLossaofazunctionNVariantsNinNNUPellNwauseNaNRecognizableNSyndromeNwharacterizedNbyN
NeurologicZNOcularZNandNwardiacNubnormalitiesbNAmericanhJournalhofhHumanhGeneticsZN2020ZNedjZNjfgajge 11 5

35 fdehNypilepsyNvenchmarksNureaNInNUnderstandingNtheNwausesNofNtheNypilepsiesNandNypilepsyaRelatedN
NeurologicZNPsychiatricZNandNSomaticNwonditionsbNEpilepsyhCurrentsZN2016ZNejZNelfaj 1.3 5

34 xeNnovoNvariantsNinNSNuPfiNcauseNanNearlyaonsetNdevelopmentalNandNepilepticNencephalopathybN
GeneticshinhMedicineZN2021ZNfgZNjigajjd 8.1 5

33 xravetNsyndromeNinNSouthNufricanNinfantsnNToolsNforNanNearlyNdiagnosisbNSeizure:hthehJournalhofhtheh
BritishhEpilepsyhAssociationZN2018ZNjfZNmmaedi 3.2 5

32 xescriptionNofNaNnewNoncogenicNmechanismNforNatypicalNteratoidNrhabdoidNtumorsNinNpatientsNwithN
ringNchromosomeNffbNAmericanhJournalhofhMedicalhGeneticswhParthAZN2017ZNekgZNfhiafhm 2.5 4

31 xevelopmentalNandNepilepsyNspectrumNofNKwNveNencephalopathyNwithNlongatermNoutcomebN
EpilepsiaZN2020ZNjeZNfhjeafhkg 6.4 4

30 NyXMIzNencephalopathynNanNXalinkedNdisorderNwithNmaleNandNfemaleNphenotypicNpatternsbNGeneticsh
inhMedicineZN2021ZNfgZNgjgagkg 8.1 4

29 uNdeNnovoNinaframeNdeletionNofNwuSKNgeneNcausesNearlyNonsetNinfantileNspasmsNandNsupratentorialN
cerebralNmalformationNinNaNfemaleNpatientbNAmericanhJournalhofhMedicalhGeneticswhParthAZN2018ZNekjZNfhfiafhfm2.5 4

28 TheNphenotypicNspectrumNofNXalinkedZNinfantileNonsetNuLGegarelatedNdevelopmentalNandNepilepticN
encephalopathybNEpilepsiaZN2021ZNjfZNgfiaggh 6.4 4

27 yvaluationNofNmultipleNputativeNriskNallelesNwithinNtheNeiqegbgNregionNforNgeneticNgeneralizedN
epilepsybNEpilepsyhResearchZN2015ZNeekZNkdag 3 3

(2015-2020)

9



26 wlarifyingNtheNroleNofNtheNffqeebfNmicrodeletionNinNjuvenileNmyoclonicNepilepsybNEpilepsyhandh
BehaviorZN2013ZNfmZNilmamd 3.2 3

25 ThreeNnovelNpatientsNwithNepilepticNencephalopathyNdueNtoNbiallelicNmutationsNinNtheNPLwveNgenebN
ClinicalhGeneticsZN2020ZNmkZNhkkahlf 4 3

24 SevereNspeechNimpairmentNisNaNdistinguishingNfeatureNofNzOXPearelatedNdisorderbNDevelopmentalh
MedicinehandhChildhNeurologyZN2021ZNjgZNehekaehfj 3.3 3

23 MutationsNofNtheNTranscriptionalNworepressorNZMYMfNwauseNSyndromicNUrinaryNTractN
MalformationsbNAmericanhJournalhofhHumanhGeneticsZN2020ZNedkZNkfkakhf 11 2

22 yxpandingNroleNofNGuvuNreceptorsNinNgeneralisedNepilepsiesbNLancethNeurologywhTheZN2018ZNekZNjikajil 24.1 2

21 SwNeuNmutationsNinNfocalNepilepsyNwithNauditoryNfeaturesnNwideningNtheNspectrumNofNGyzSNplusN
2019ZNfeZNeliaeme 2

20 xeNnovoNzZReNlossaofafunctionNvariantsNcauseNdevelopmentalNandNepilepticNencephalopathiesbNBrainZN
2021ZN 11.2 2

19 PhenotypicNSpectrumNofNSeizureNxisordersNinNMvxiaussociatedNNeurodevelopmentalNxisorderbN
Neurology:hGeneticsZN2021ZNkZNeikm 3.8 2

18 wopyNnumberNvariantsNinNtheNpopulationnNunselectedNdoesNnotNmeanNunaffectedbNEpilepsyhCurrentsZN
2016ZNejZNmeag 1.3 2

17 xevelopmentalNandNepilepticNencephalopathynNPersonalNutilityNofNaNgeneticNdiagnosisNforNfamiliesbN
EpilepsiahOpenZN2021ZNjZNehmaeim 4 2

16 viallelicNPIhKuNvariantsNcauseNaNnovelNneurodevelopmentalNsyndromeNwithNhypomyelinatingN
leukodystrophybNBrainZN2021ZNehhZNfjimafjjm 11.2 2

15 GenomeNsequencingNrevealsNnovelNnoncodingNvariantsNinNPLufGjNandNLMNveNcausingNprogressiveN
neurologicNdiseasebbNMolecularhGeneticshpamp;hGenomichMedicineZN2022ZNeelmf 2.3 2

14 PathogenicNMuSTgNvariantsNinNtheNSTKNdomainNareNassociatedNwithNepilepsy 1

13 RareNvariantsNinNKxRZNencodingNVyGzNReceptorNfZNareNassociatedNwithNtetralogyNofNzallotbNGeneticshinh
MedicineZN2021ZNfgZNemifaemjd 8.1 1

12 GeneticNconvergenceNofNdevelopmentalNandNepilepticNencephalopathiesNandNintellectualNdisabilitybN
DevelopmentalhMedicinehandhChildhNeurologyZN2021ZNjgZNehheaehhk 3.3 1

11 PathogenicNMuSTgNVariantsNinNtheNSTKNxomainNureNussociatedNwithNypilepsybNAnnalshofhNeurologyZN
2021ZNmdZNfkhaflh 9.4 1

10 zvXOflNcausesNdevelopmentalNandNepilepticNencephalopathyNwithNprofoundNintellectualNdisabilitybN
EpilepsiaZN2021ZNjfZNeegaefe 6.4 1

9 VariantsNinNGNuIeNcauseNaNsyndromeNassociatedNwithNvariableNfeaturesNincludingNdevelopmentalN
delayZNseizuresZNandNhypotoniabNGeneticshinhMedicineZN2021ZNfgZNlleallk 8.1 1

Heather C Mefford

10



8 MutationsNofNtheNxNuNrepairNgeneNPNKPNinNaNpatientNwithNmicrocephalyZNseizuresZNandN
developmentalNdelayNVMwSZWNpresentingNwithNaNhighagradeNbrainNtumorbbNScientifichReportsZN2022ZNefZNiglj4.9 1

7 PhenotypeNtoNGenotypeNandNvackNugainbNEpilepsyhCurrentsZN2020ZNfdZNllalm 1.3 0

6 uNrecurrentZNpathogenicNvariantNinNdisruptsNactinNfilamentNformationNandNcausesNmicrocephalyNandN
speechNdelaybbNHumanhGeneticshandhGenomicshAdvancesZN2022ZNgZNedddkf 0.8 0

5
MissenseNvariantsNinNwTNNveNcanNbeNassociatedNwithNvitreoretinopathyaSevenNnewNcasesNofN
wTNNveaassociatedNneurodevelopmentalNdisorderNincludingNaNpreviouslyNunreportedNretinalN
phenotypebNMolecularhGeneticshpamp;hGenomichMedicineZN2021ZNmZNeeihf

2.3 0

4 xiagnosticNwonsiderationsNinNtheNypilepsiesaTestingNStrategiesZNTestNTypeNudvantagesZNandN
LimitationsbNNeurotherapeuticsZN2021ZNelZNehjlaehkk 6.4 0

3 GermlineNvariantsNinNtumorNsuppressorNzvXWkNleadNtoNimpairedNubiquitinationNandNaN
neurodevelopmentalNsyndromebbNAmericanhJournalhofhHumanhGeneticsZN2022ZNedmZNjdeajek 11 0

2 zindingNtheNMissingNPiecesnNTheNMicrodeletionNvurdenNinNGGybNEpilepsyhCurrentsZN2016ZNejZNejak 1.3

1 untiepilepticNxrugsNasNTeratogensnNTheNMechanismNRemainsNaNMysterybNEpilepsyhCurrentsZN2020ZNfdZNgjiagjj1.3

List of Publications

11


