
Rikke S Mˆ‚ller

ListkofkPublicationskbykCitations

Source:khttps://exaly.com/author-pdf/7019900/rikke-s-moller-publications-by-citations.pdf

Version:k2024-04-27k

Thiskdocumentkhaskbeenkgeneratedkbasedkonkthekpublicationskandkcitationskrecordedkbykexaly.com.kFork

theklatestkversionkofkthiskpublicationklistykvisitktheklinkkgivenkabove.

ThekthirdkcolumnkiskthekimpactkfactorktIFukofkthekjournalykandkthekfourthkcolumnkisktheknumberkofk

citationskofkthekarticle.

196
papers

10,052
citations

51
h-index

96
g-index

221
ext. papers

12,931
ext. citations

7.7
avg, IF

5.62
L-index



n Paper IF Citations

196 qnalysisJofJsharedJheritabilityJinJcommonJdisordersJofJtheJbrainXJScienceVJ2018VJcfZVJ 33.3 666

195 TargetedJresequencingJinJepilepticJencephalopathiesJidentifiesJdeJnovoJmutationsJinJsxtbJandJ
SYNwqPaXJNaturehGeneticsVJ2013VJdeVJhbeWcZ 36.3 500

194 aeqacXcJmicrodeletionsJincreaseJriskJofJidiopathicJgeneralizedJepilepsyXJNaturehGeneticsVJ2009VJdaVJafZWb36.3 454

193 RecurrentJmicrodeletionsJatJaeqaaXbJandJafpacXaaJpredisposeJtoJidiopathicJgeneralizedJepilepsiesXJ
BrainVJ2010VJaccVJbcWcb 11.2 347

192 MutationsJinJwRyNbqJcauseJidiopathicJfocalJepilepsyJwithJrolandicJspikesXJNaturehGeneticsVJ2013VJdeVJaZfgWgb36.3 301

191 teJnovoJmutationsJinJsynapticJtransmissionJgenesJincludingJtNMaJcauseJepilepticJ
encephalopathiesXJAmericanhJournalhofhHumanhGeneticsVJ2014VJieVJcfZWgZ 11 299

190 weneticJandJphenotypicJheterogeneityJsuggestJtherapeuticJimplicationsJinJSsNbqWrelatedJ
disordersXJBrainVJ2017VJadZVJacafWaccf 11.2 285

189 TheJphenotypicJspectrumJofJSsNhqJencephalopathyXJNeurologyVJ2015VJhdVJdhZWi 6.5 199

188 weneticJdeterminantsJofJcommonJepilepsiesjJaJmetaWanalysisJofJgenomeWwideJassociationJstudiesXJ
LancethNeurologyvhTheVJ2014VJacVJhicWiZc 24.1 194

187 RecurrentJreciprocalJgenomicJrearrangementsJofJagqabJareJassociatedJwithJrenalJdiseaseVJdiabetesVJ
andJepilepsyXJAmericanhJournalhofhHumanhGeneticsVJ2007VJhaVJaZegWfi 11 193

186 vamilialJandJsporadicJaeqacXcJmicrodeletionsJinJidiopathicJgeneralizedJepilepsyjJprecedentJforJ
disordersJwithJcomplexJinheritanceXJHumanhMolecularhGeneticsVJ2009VJahVJcfbfWca 5.6 190

185 wqrRqaJandJSTXrPajJnovelJgeneticJcausesJofJtravetJsyndromeXJNeurologyVJ2014VJhbVJabdeWec 6.5 180

184 teJNovoJMutationsJinJS°saqbJandJsqsNqaqJqreJymportantJsausesJofJupilepticJuncephalopathiesXJ
AmericanhJournalhofhHumanhGeneticsVJ2016VJiiVJbhgWih 11 180

183 qJrecurrentJdeJnovoJmutationJinJ sNsaJcausesJprogressiveJmyoclonusJepilepsyXJNaturehGeneticsVJ
2015VJdgVJciWdf 36.3 177

182 teJnovoJlossWJorJgainWofWfunctionJmutationsJinJ sNqbJcauseJepilepticJencephalopathyXJNatureh
GeneticsVJ2015VJdgVJcicWcii 36.3 162

181 STXrPaJencephalopathyjJqJneurodevelopmentalJdisorderJincludingJepilepsyXJNeurologyVJ2016VJhfVJiedWfb6.5 159

180
teJnovoJlossWofWfunctionJmutationsJinJsxtbJcauseJaJfeverWsensitiveJmyoclonicJepilepticJ
encephalopathyJsharingJfeaturesJwithJtravetJsyndromeXJAmericanhJournalhofhHumanhGeneticsVJ2013VJ
icVJifgWge

11 152
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179 uxtendingJtheJ sNQbJencephalopathyJspectrumjJclinicalJandJneuroimagingJfindingsJinJagJpatientsXJ
NeurologyVJ2013VJhaVJafigWgZc 6.5 151

178 teJnovoJmutationsJinJxsNaJcauseJearlyJinfantileJepilepticJencephalopathyXJNaturehGeneticsVJ2014VJ
dfVJfdZWe 36.3 145

177 teJnovoJvariantsJinJneurodevelopmentalJdisordersJwithJepilepsyXJNaturehGeneticsVJ2018VJeZVJaZdhWaZec 36.3 139

176 MutationsJinJSTXarVJencodingJaJpresynapticJproteinVJcauseJfeverWassociatedJepilepsyJsyndromesXJ
NaturehGeneticsVJ2014VJdfVJacbgWcb 36.3 138

175 ProgressJinJUnderstandingJandJTreatingJSsNbqWMediatedJtisordersXJTrendshinhNeurosciencesVJ2018VJ
daVJddbWdef 13.3 128

174 MutationsJinJSYNwqPaJcauseJintellectualJdisabilityVJautismVJandJaJspecificJformJofJepilepsyJbyJ
inducingJhaploinsufficiencyXJHumanhMutationVJ2013VJcdVJcheWid 4.7 126

173 renignJinfantileJseizuresJandJparoxysmalJdyskinesiaJcausedJbyJanJSsNhqJmutationXJAnnalshofh
NeurologyVJ2016VJgiVJdbhWcf 9.4 124

172 TruncationJofJtheJtownJsyndromeJcandidateJgeneJtYR aqJinJtwoJunrelatedJpatientsJwithJ
microcephalyXJAmericanhJournalhofhHumanhGeneticsVJ2008VJhbVJaafeWgZ 11 118

171 MutationsJinJtheJwqrqJTransporterJS°sfqaJsauseJupilepsyJwithJMyoclonicWqtonicJSeizuresXJ
AmericanhJournalhofhHumanhGeneticsVJ2015VJifVJhZhWae 11 114

170 wenomeWwideJassociationJanalysisJofJgeneticJgeneralizedJepilepsiesJimplicatesJsusceptibilityJlociJatJ
aqdcVJbpafXaVJbqbbXcJandJagqbaXcbXJHumanhMolecularhGeneticsVJ2012VJbaVJeceiWgb 5.6 114

169 encephalopathyjJnovelJfindingsJonJphenotypeVJvariantJclusteringVJfunctionalJconsequencesJandJ
treatmentJaspectsXJJournalhofhMedicalhGeneticsVJ2017VJedVJdfZWdgZ 5.8 109

168 telineatingJtheJwRyNaJphenotypicJspectrumjJqJdistinctJgeneticJNMtqJreceptorJencephalopathyXJ
NeurologyVJ2016VJhfVJbagaWh 6.5 108

167 TheJincidenceJofJSsNaqWrelatedJtravetJsyndromeJinJtenmarkJisJajbbVZZZjJaJpopulationWbasedJstudyJ
fromJbZZdJtoJbZZiXJEpilepsiaVJ2015VJefVJecfWi 6.4 83

166 MutationsJinJ sNTaJcauseJaJspectrumJofJfocalJepilepsiesXJEpilepsiaVJ2015VJefVJeaadWbZ 6.4 83

165 sxtbJvariantsJareJaJriskJfactorJforJphotosensitivityJinJepilepsyXJBrainVJ2015VJachVJaaihWbZg 11.2 81

164 TheJphenotypeJofJdevelopmentalJandJepilepticJencephalopathyXJNeurologyVJ2018VJiaVJeaaabWeaabd 6.5 80

163 MutationsJofJprotocadherinJaiJinJfemaleJepilepsyJRPstxaiWvuSJleadJtoJallopregnanoloneJ
deficiencyXJHumanhMolecularhGeneticsVJ2015VJbdVJebeZWi 5.6 78

162 PhenotypicJspectrumJofJwqrRqajJvromJgeneralizedJepilepsiesJtoJsevereJepilepticJ
encephalopathiesXJNeurologyVJ2016VJhgVJaadZWea 6.5 78

(2016-2013)
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161 wermlineJandJsomaticJmutationsJinJtheJgeneJinJfocalJcorticalJdysplasiaJandJepilepsyXJNeurology:h
GeneticsVJ2016VJbVJeaah 3.8 76

160 TheJlandscapeJofJepilepsyWrelatedJwqTORaJvariantsXJGeneticshinhMedicineVJ2019VJbaVJcihWdZh 8.1 75

159 slinicalJspectrumJandJgenotypeWphenotypeJassociationsJofJ sNqbWrelatedJencephalopathiesXJBrainVJ
2017VJadZVJbccgWbced 11.2 71

158 rurdenJanalysisJofJrareJmicrodeletionsJsuggestsJaJstrongJimpactJofJneurodevelopmentalJgenesJinJ
geneticJgeneralisedJepilepsiesXJPLoShGeneticsVJ2015VJaaVJeaZZebbf 6 70

157 MutationsJinJwqrRrcjJvromJfebrileJseizuresJtoJepilepticJencephalopathiesXJNeurologyVJ2017VJhhVJdhcWdib6.5 68

156 RrvOXaJandJRrvOXcJmutationsJinJrolandicJepilepsyXJPLoShONEVJ2013VJhVJegccbc 3.7 68

155 wRyNbqWrelatedJdisordersjJgenotypeJandJfunctionalJconsequenceJpredictJphenotypeXJBrainVJ2019VJ
adbVJhZWib 11.2 66

154 weneJPanelJTestingJinJupilepticJuncephalopathiesJandJvamilialJupilepsiesXJMolecularhSyndromologyVJ
2016VJgVJbaZWbai 1.5 65

153 TargetedJsequencingJofJceaJcandidateJgenesJforJepilepticJencephalopathyJinJaJlargeJcohortJofJ
patientsXJMolecularhGeneticshoamp;hGenomichMedicineVJ2016VJdVJefhWhZ 2.3 60

152 RecessiveJmutationsJinJS°sacqeJresultJinJaJlossJofJcitrateJtransportJandJcauseJneonatalJepilepsyVJ
developmentalJdelayJandJteethJhypoplasiaXJBrainVJ2015VJachVJcbchWeZ 11.2 57

151 NeurologicJphenotypesJassociatedJwithJYJmutationsjJuxpandingJtheJspectrumJofJdiseaseXJNeurologyVJ
2018VJiaVJebZghWebZhh 6.5 55

150 tefiningJtheJphenotypicJspectrumJofJS°sfqaJmutationsXJEpilepsiaVJ2018VJeiVJchiWdZb 6.4 54

149 sharacterizationJofJglycosylphosphatidylinositolJbiosynthesisJdefectsJbyJclinicalJfeaturesVJflowJ
cytometryVJandJautomatedJimageJanalysisXJGenomehMedicineVJ2018VJaZVJc 14.4 53

148 NeuronalJmechanismsJofJmutationsJinJSsNhqJcausingJepilepsyJorJintellectualJdisabilityXJBrainVJ2019VJ
adbVJcgfWciZ 11.2 53

147 TheJroleJofJS°sbqaJmutationsJinJmyoclonicJastaticJepilepsyJandJabsenceJepilepsyVJandJtheJ
estimatedJfrequencyJofJw°UTaJdeficiencyJsyndromeXJEpilepsiaVJ2015VJefVJebZcWh 6.4 52

146 qberrantJexpressionJofJmiRWbahJandJmiRWbZdJinJhumanJmesialJtemporalJlobeJepilepsyJandJ
hippocampalJsclerosisWconvergenceJonJaxonalJguidanceXJEpilepsiaVJ2014VJeeVJbZagWbg 6.4 51

145 MutationsJinJNRXNaJinJaJfamilyJmultiplyJaffectedJwithJbrainJdisordersjJNRXNaJmutationsJandJbrainJ
disordersXJAmericanhJournalhofhMedicalhGeneticshParthB:hNeuropsychiatrichGeneticsVJ2012VJaeirVJcedWh 3.5 51

144 RareJexonicJdeletionsJofJtheJRrvOXaJgeneJincreaseJriskJofJidiopathicJgeneralizedJepilepsyXJEpilepsia
VJ2013VJedVJbfeWga 6.4 51
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143 PitfallsJinJgeneticJtestingjJtheJstoryJofJmissedJSsNaqJmutationsXJMolecularhGeneticshoamp;hGenomich
MedicineVJ2016VJdVJdegWfd 2.3 50

142 °ossJofJSYNzaJdualJphosphataseJactivityJleadsJtoJearlyJonsetJrefractoryJseizuresJandJprogressiveJ
neurologicalJdeclineXJBrainVJ2016VJaciVJbdbZWcZ 11.2 49

141 QNorthJSeaQJprogressiveJmyoclonusJepilepsyjJphenotypeJofJsubjectsJwithJwOSRbJmutationXJBrainVJ
2013VJacfVJaadfWed 11.2 49

140 uxonWdisruptingJdeletionsJofJNRXNaJinJidiopathicJgeneralizedJepilepsyXJEpilepsiaVJ2013VJedVJbefWfd 6.4 48

139 NeurodevelopmentalJtisordersJsausedJbyJteJNovoJVariantsJinJ sNraJwenotypesJandJPhenotypesXJ
JAMAhNeurologyVJ2017VJgdVJabbhWabcf 17.2 47

138 encephalopathyjJqJnewJdiseaseJofJvesicleJfissionXJNeurologyVJ2017VJhiVJcheWcid 6.5 46

137 TheJcontributionJofJnextJgenerationJsequencingJtoJepilepsyJgeneticsXJExperthReviewhofhMolecularh
DiagnosticsVJ2015VJaeVJaecaWh 3.8 45

136 afpaaXbJfZZJkbJtuplicationsJconferJriskJforJtypicalJandJatypicalJRolandicJepilepsyXJHumanhMolecularh
GeneticsVJ2014VJbcVJfZfiWhZ 5.6 45

135 RareJcodingJvariantsJinJgenesJencodingJwqrqJreceptorsJinJgeneticJgeneralisedJepilepsiesjJanJ
exomeWbasedJcaseWcontrolJstudyXJLancethNeurologyvhTheVJ2018VJagVJfiiWgZh 24.1 44

134 telineatingJSPTqNaJassociatedJphenotypesjJfromJisolatedJepilepsyJtoJencephalopathyJwithJ
progressiveJbrainJatrophyXJBrainVJ2017VJadZVJbcbbWbccf 11.2 44

133 ReducedJceramideJsynthaseJbJactivityJcausesJprogressiveJmyoclonicJepilepsyXJAnnalshofhClinicalhandh
TranslationalhNeurologyVJ2014VJaVJhhWih 5.3 42

132 ReductionJofJseizureJfrequencyJafterJepilepsyJsurgeryJinJaJpatientJwithJSTXrPaJencephalopathyJ
andJclinicalJdescriptionJofJsixJnovelJmutationJcarriersXJEpilepsiaVJ2013VJedVJegdWhZ 6.4 42

131 weneticJandJphenotypicJdissectionJofJaqdcqddJmicrodeletionJsyndromeJandJneurodevelopmentalJ
phenotypesJassociatedJwithJmutationsJinJZrTrahJandJxNRNPUXJHumanhGeneticsVJ2017VJacfVJdfcWdgi 6.3 41

130 qberrantJynclusionJofJaJPoisonJuxonJsausesJtravetJSyndromeJandJRelatedJSsNaqWqssociatedJ
weneticJupilepsiesXJAmericanhJournalhofhHumanhGeneticsVJ2018VJaZcVJaZbbWaZbi 11 40

129 MyoclonusJepilepsyJandJataxiaJdueJtoJ sNsaJmutationjJqnalysisJofJbZJcasesJandJ JchannelJ
propertiesXJAnnalshofhNeurologyVJ2017VJhaVJfggWfhi 9.4 39

128 qJRecurrentJMissenseJVariantJinJqPbMaJympairsJslathrinWMediatedJundocytosisJandJsausesJ
tevelopmentalJandJupilepticJuncephalopathyXJAmericanhJournalhofhHumanhGeneticsVJ2019VJaZdVJaZfZWaZgb11 39

127 TheJspectrumJofJintermediateJSsNhqWrelatedJepilepsyXJEpilepsiaVJ2019VJfZVJhcZWhdd 6.4 38

126 uarlyJmortalityJinJSsNhqWrelatedJepilepsiesXJEpilepsyhResearchVJ2018VJadcVJgiWha 3 38

(2018-2016)
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125 tiagnosticJimplicationsJofJgeneticJcopyJnumberJvariationJinJepilepsyJplusXJEpilepsiaVJ2019VJfZVJfhiWgZf 6.4 37

124
RecessiveJlossWofWfunctionJmutationsJinJqPdSaJcauseJmildJfeverWsensitiveJseizuresVJdevelopmentalJ
delayJandJspasticJparaplegiaJthroughJlossJofJqPWdJcomplexJassemblyXJHumanhMolecularhGeneticsVJ
2015VJbdVJbbahWbg

5.6 37

123 PhenotypeJandJgenotypeJofJhgJpatientsJwithJMowatWWilsonJsyndromeJandJrecommendationsJforJ
careXJGeneticshinhMedicineVJ2018VJbZVJifeWige 8.1 37

122 sarbamazepineWJandJoxcarbazepineWinducedJhyponatremiaJinJpeopleJwithJepilepsyXJEpilepsiaVJ2017VJ
ehVJabbgWabcc 6.4 36

121 riallelicJVariantsJinJOTUtfrJsauseJanJyntellectualJtisabilityJSyndromeJqssociatedJwithJSeizuresJandJ
tysmorphicJveaturesXJAmericanhJournalhofhHumanhGeneticsVJ2017VJaZZVJfgfWfhh 11 36

120 riologicalJconceptsJinJhumanJsodiumJchannelJepilepsiesJandJtheirJrelevanceJinJclinicalJpracticeXJ
EpilepsiaVJ2020VJfaVJchgWcii 6.4 35

119 UtilityJofJgeneticJtestingJforJtherapeuticJdecisionWmakingJinJadultsJwithJepilepsyXJEpilepsiaVJ2020VJ
faVJabcdWabci 6.4 32

118 teJnovoJmutationsJofJ yqqbZbbJinJfemalesJcauseJintellectualJdisabilityJandJintractableJepilepsyXJ
JournalhofhMedicalhGeneticsVJ2016VJecVJheZWheh 5.8 32

117 yncorporatingJepilepsyJgeneticsJintoJclinicalJpracticejJaJcfZ´°evaluationXJNpjhGenomichMedicineVJ2018VJ
cVJac 6.2 32

116 PhenotypicJandJgeneticJspectrumJofJSsNhqWrelatedJdisordersVJtreatmentJoptionsVJandJoutcomesXJ
EpilepsiaVJ2019VJfZJSupplJcVJSggWShe 6.4 32

115 yQSusbWrelatedJencephalopathyJinJmalesJandJfemalesjJaJcomparativeJstudyJincludingJcgJnovelJ
patientsXJGeneticshinhMedicineVJ2019VJbaVJhcgWhdi 8.1 32

114 teletionJofJgqcdWqcfXbJinJtwoJsiblingsJwithJmentalJretardationVJlanguageJdelayVJprimaryJ
amenorrheaVJandJdysmorphicJfeaturesXJAmericanhJournalhofhMedicalhGeneticsvhParthAVJ2010VJaebqVJcaaeWi 2.5 31

113 TreatmentJResponsivenessJinJ sNTaWRelatedJupilepsyXJNeurotherapeuticsVJ2019VJafVJhdhWheg 6.4 30

112 vromJnextWgenerationJsequencingJtoJtargetedJtreatmentJofJnonWacquiredJepilepsiesXJExperthReviewh
ofhMolecularhDiagnosticsVJ2019VJaiVJbagWbbh 3.8 29

111 PrecisionJMedicinejJSsNhqJuncephalopathyJTreatedJwithJSodiumJshannelJrlockersXJ
NeurotherapeuticsVJ2016VJacVJaiZWa 6.4 29

110 NeuroimagingJfindingsJinJMowatWWilsonJsyndromejJaJstudyJofJedJpatientsXJGeneticshinhMedicineVJ
2017VJaiVJfiaWgZZ 8.1 28

109 wenomeWwideJlinkageJmetaWanalysisJidentifiesJsusceptibilityJlociJatJbqcdJandJacqcaXcJforJgeneticJ
generalizedJepilepsiesXJEpilepsiaVJ2012VJecVJcZhWah 6.4 28

108 NovelJcongenitalJdisorderJofJOWlinkedJglycosylationJcausedJbyJwq°NTbJlossJofJfunctionXJBrainVJ2020VJ
adcVJaaadWaabf 11.2 28
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107 PredictingJfunctionalJeffectsJofJmissenseJvariantsJinJvoltageWgatedJsodiumJandJcalciumJchannelsXJ
SciencehTranslationalhMedicineVJ2020VJabVJ 17.5 27

106 upilepsyJinJpatientsJwithJwRyNbqJalterationsjJweneticsVJneurodevelopmentVJepilepticJphenotypeJ
andJresponseJtoJanticonvulsiveJdrugsXJEuropeanhJournalhofhPaediatrichNeurologyVJ2017VJbaVJecZWeda 3.8 25

105 slinicalJspectrumJofJWrelatedJepilepticJdisordersXJNeurologyVJ2019VJibVJeabchWeabdi 6.5 25

104 NyPqaJmutationJinJcomplexJhereditaryJspasticJparaplegiaJwithJepilepsyXJEuropeanhJournalhofh
NeurologyVJ2011VJahVJaaigWi 6 25

103 StructuralJgenomicJvariationJinJchildhoodJepilepsiesJwithJcomplexJphenotypesXJEuropeanhJournalhofh
HumanhGeneticsVJ2014VJbbVJhifWiZa 5.3 24

102 SpectrumJofJwqrqqJreceptorJvariantsJinJepilepsyXJCurrenthOpinionhinhNeurologyVJ2019VJcbVJahcWaiZ 7.1 24

101
shewingJinducedJreflexJseizuresJRLeatingJepilepsyLSJandJeyeJclosureJsensitivityJasJaJcommonJ
featureJinJpediatricJpatientsJwithJSYNwqPaJmutationsjJReviewJofJliteratureJandJreportJofJhJcasesXJ
Seizure:hthehJournalhofhthehBritishhEpilepsyhAssociationVJ2019VJfeVJacaWacg

3.2 23

100 °ossJofJfunctionJofJtheJretinoidWrelatedJnuclearJreceptorJRRORrSJgeneJandJepilepsyXJEuropeanh
JournalhofhHumanhGeneticsVJ2016VJbdVJagfaWaggZ 5.3 23

99
ustimatingJtheJeffectJsizeJofJtheJaeQaaXbJrPaWrPbJdeletionJandJitsJcontributionJtoJ
neurodevelopmentalJsymptomsjJrecommendationsJforJpracticeXJJournalhofhMedicalhGeneticsVJ2019VJ
efVJgZaWgaZ

5.8 22

98 weneticJheterogeneityJinJinfantileJspasmsXJEpilepsyhResearchVJ2019VJaefVJaZfaha 3 20

97 qJbalancedJtranslocationJdisruptsJSYNwqPaJinJaJpatientJwithJintellectualJdisabilityVJspeechJ
impairmentVJandJepilepsyJwithJmyoclonicJabsencesJRuMqSXJEpilepsiaVJ2011VJebVJeaiZWc 6.4 20

96 xighJfrequencyJofJrareJcopyJnumberJvariantsJaffectingJfunctionallyJrelatedJgenesJinJpatientsJwithJ
structuralJbrainJmalformationsXJHumanhMutationVJ2011VJcbVJadbgWce 4.7 20

95
vluorescentlyJlabelledJbovineJacylWsoqWbindingJproteinJactingJasJanJacylWsoqJsensorjJinteractionJ
withJsoqJandJacylWsoqJestersJandJitsJuseJinJmeasuringJfreeJacylWsoqJestersJandJnonWesterifiedJfattyJ
acidsXJBiochemicalhJournalVJ2002VJcfeVJafeWgb

3.8 20

94 PywTWstwVJaJdisorderJofJtheJglycosylphosphatidylinositolJanchorjJdescriptionJofJacJnovelJpatientsJ
andJexpansionJofJtheJclinicalJcharacteristicsXJGeneticshinhMedicineVJ2019VJbaVJbbafWbbbc 8.1 18

93 PhenotypicJandJgeneticJspectrumJofJepilepsyJwithJmyoclonicJatonicJseizuresXJEpilepsiaVJ2020VJfaVJiieWaZZg6.4 18

92 qJcatalogueJofJnewJincidenceJestimatesJofJmonogenicJneurodevelopmentalJdisordersJcausedJbyJdeJ
novoJvariantsXJBrainVJ2020VJadcVJaZiiWaaZe 11.2 18

91 slinicalJPhenotypeJofJteJNovoJMutationjJsaseJReportJandJReviewJofJ°iteratureXJChildhNeurologyh
OpenVJ2015VJbVJbcbiZdhXaeehcgag 1.3 18

90 RecentJadvancesJinJtreatmentJofJepilepsyWrelatedJsodiumJchannelopathiesXJEuropeanhJournalhofh
PaediatrichNeurologyVJ2020VJbdVJabcWabh 3.8 18

(2020-2020)
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89 MildJmalformationsJofJcorticalJdevelopmentJinJsleepWrelatedJhypermotorJepilepsyJdueJtoJ
mutationsXJAnnalshofhClinicalhandhTranslationalhNeurologyVJ2019VJfVJchfWcia 5.3 17

88 ParentalJmosaicismJinJepilepsiesJdueJtoJallegedJdeJnovoJvariantsXJEpilepsiaVJ2019VJfZVJefcWeff 6.4 16

87 °essonsJlearnedJfromJdZJnovelJPywqJpatientsJandJaJreviewJofJtheJliteratureXJEpilepsiaVJ2020VJfaVJaadbWaaee6.4 15

86
sharacterizationJofJaJtRekhSRqcakqbaSJtranslocationJinJaJpatientJwithJmentalJretardationJandJ
congenitalJheartJdiseasejJimplicationsJforJinvolvementJofJRUNXaTaJinJhumanJbrainJandJheartJ
developmentXJEuropeanhJournalhofhHumanhGeneticsVJ2009VJagVJaZaZWh

5.3 15

85 MusPbJtuplicationJSyndromejJuvidenceJofJunhancedJOxidativeJStressXJqJsomparisonJwithJRettJ
SyndromeXJPLoShONEVJ2016VJaaVJeZaeZaZa 3.7 15

84 S°sceqbWrelatedJcongenitalJdisorderJofJglycosylationjJtefiningJtheJphenotypeXJEuropeanhJournalhofh
PaediatrichNeurologyVJ2018VJbbVJaZieWaaZb 3.8 15

83
XWlinkedJcongenitalJptosisJandJassociatedJintellectualJdisabilityVJshortJstatureVJmicrocephalyVJcleftJ
palateVJdigitalJandJgenitalJabnormalitiesJdefineJnovelJXqbeqbfJduplicationJsyndromeXJHumanh
GeneticsVJ2014VJaccVJfbeWch

6.3 14

82 slinicianQsJguideJtoJgenesJassociatedJwithJRettWlikeJphenotypesWynvestigationJofJaJtanishJcohortJ
andJreviewJofJtheJliteratureXJClinicalhGeneticsVJ2019VJieVJbbaWbcZ 4 14

81 weneJfamilyJinformationJfacilitatesJvariantJinterpretationJandJidentificationJofJdiseaseWassociatedJ
genesJinJneurodevelopmentalJdisordersXJGenomehMedicineVJ2020VJabVJbh 14.4 13

80 MowatWWilsonJsyndromejJanJunderdiagnosedJsyndromeoXJClinicalhGeneticsVJ2008VJgcVJegiWhd 4 13

79 TheJPhenotypicJSpectrumJofJPRRTbWqssociatedJParoxysmalJNeurologicJtisordersJinJshildhoodXJ
BiomedicinesVJ2020VJhVJ 4.8 12

78 uxomeJSequencingJvailsJtoJydentifyJtheJweneticJsauseJofJqicardiJSyndromeXJMolecularh
SyndromologyVJ2016VJgVJbcdWbch 1.5 12

77 TheJroleJofJS°sbqaJinJearlyJonsetJandJchildhoodJabsenceJepilepsiesXJEpilepsyhResearchVJ2013VJaZeVJbbiWcc3 12

76 weneticJstudiesJinJcongenitalJanteriorJmidlineJcervicalJcleftXJAmericanhJournalhofhMedicalhGeneticsvh
ParthAVJ2012VJaehqVJbZbaWf 2.5 12

75 TheJimpactJofJsevereJpediatricJepilepsyJonJexperiencedJstressJandJpsychopathologyJinJparentsXJ
EpilepsyhandhBehaviorVJ2020VJaacVJaZgech 3.2 12

74 upilepsyJSyndromesJinJtheJvirstJYearJofJ°ifeJandJUsefulnessJofJweneticJTestingJforJPrecisionJ
TherapyXJGenesVJ2021VJabVJ 4.2 12

73 TheJepilepsyJphenotypicJspectrumJassociatedJwithJaJrecurrentJsUXbJvariantXJAnnalshofhNeurologyVJ
2018VJhcVJibfWicd 9.4 11

72 °etterJtoJtheJeditorjJconfirmingJneonatalJseizureJandJlateJonsetJataxiaJinJSsNbqJqlabfcValXJJournalh
ofhNeurologyVJ2016VJbfcVJadeiWfZ 5.5 11

Rikke S Mˆ‚ller

8



71 qtypicalJvitaminJrfJdeficiencyjJaJrareJcauseJofJunexplainedJneonatalJandJinfantileJepilepsiesXJ
JournalhofhChildhNeurologyVJ2014VJbiVJgZdWg 2.5 11

70 surrentJknowledgeJofJS°sfqaWrelatedJneurodevelopmentalJdisordersXJBrainhCommunicationsVJ2020VJ
bVJfcaaagZ 4.5 11

69 SequenceJanalysisJofJagJNRXNaJdeletionsXJAmericanhJournalhofhMedicalhGeneticshParthB:h
NeuropsychiatrichGeneticsVJ2014VJaferVJebWfa 3.5 10

68 ralancedJtranslocationJinJaJpatientJwithJsevereJmyoclonicJepilepsyJofJinfancyJdisruptsJtheJsodiumJ
channelJgeneJSsNaqXJEpilepsiaVJ2008VJdiVJaZiaWd 6.4 10

67 uvaluationJofJPresumablyJtiseaseJsausingJSsNaqJVariantsJinJaJsohortJofJsommonJupilepsyJ
SyndromesXJPLoShONEVJ2016VJaaVJeZaeZdbf 3.7 10

66 TestingJassociationJofJrareJgeneticJvariantsJwithJresistanceJtoJthreeJcommonJantiseizureJ
medicationsXJEpilepsiaVJ2020VJfaVJfegWfff 6.4 9

65
ydiopathicJencephalopathyJrelatedJtoJstatusJepilepticusJduringJslowJsleepJRuSuSSJasJaJLpureLJmodelJ
ofJepilepticJencephalopathyXJqnJelectroclinicalVJgeneticVJandJfollowWupJstudyXJEpilepsyhandhBehaviorVJ
2019VJigVJbddWbeb

3.2 9

64 riallelicJinheritedJSsNhqJvariantsVJaJrareJcauseJofJSsNhqWrelatedJdevelopmentalJandJepilepticJ
encephalopathyXJEpilepsiaVJ2019VJfZVJbbggWbbhe 6.4 9

63 tuplicationJofJMqOqVJMqOrVJandJNtPJinJaJpatientJwithJmentalJretardationJandJepilepsyXJEuropeanh
JournalhofhHumanhGeneticsVJ2011VJaiVJaWb 5.3 9

62 ynterstitialJdeletionJofJchromosomeJdpJassociatedJwithJmildJmentalJretardationVJepilepsyJandJ
polymicrogyriaJofJtheJleftJtemporalJlobeXJClinicalhGeneticsVJ2007VJgbVJeicWh 4 9

61 wenotypeWphenotypeJcorrelationsJinJpatientsJwithJdeJnovoJpathogenicJvariantsXJNeurology:hGenetics
VJ2020VJfVJeebh 3.8 9

60 PharmacoresponseJinJgeneticJgeneralizedJepilepsyjJaJgenomeWwideJassociationJstudyXJ
PharmacogenomicsVJ2020VJbaVJcbeWcce 2.6 8

59 UpdateJonJtheJgeneticsJofJtheJepilepsyWaphasiaJspectrumJandJroleJofJwRyNbqJmutationsJ2019VJbaVJdaWdg 8

58 NeonatalJdevelopmentalJandJepilepticJencephalopathyJdueJtoJautosomalJrecessiveJvariantsJinJ
S°sacqeJgeneXJEpilepsiaVJ2020VJfaVJbdgdWbdhe 6.4 8

57 RealWlifeJsurveyJofJpitfallsJandJsuccessesJofJprecisionJmedicineJinJgeneticJepilepsiesXJJournalhofh
NeurologyvhNeurosurgeryhandhPsychiatryVJ2021VJibVJaZddWaZeb 5.5 8

56 wenotypeWphenotypeJcorrelationsJinJSsNhqWrelatedJdisordersJrevealJprognosticJandJtherapeuticJ
implicationsXJBrainVJ2021VJ 11.2 8

55 qpplicationJofJrareJvariantJtransmissionJdisequilibriumJtestsJtoJepilepticJencephalopathyJtrioJ
sequenceJdataXJEuropeanhJournalhofhHumanhGeneticsVJ2017VJbeVJhidWhii 5.3 6

54 virstJreportJofJtheJneuropathologicalJfindingsJinJaJpatientJwithJleukodystrophyJandJcompoundJ
heterozygousJvariantsJinJtheJPywTJgeneXJNeuropathologyhandhAppliedhNeurobiologyVJ2019VJdeVJgcbWgce 5.2 6

(2019-2014)
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53 tysregulationJofJvOXwaJbyJringJchromosomeJadXJMolecularhCytogeneticsVJ2015VJhVJbd 2 6

52 wainWofWfunctionJvariantsJinJwqrRtJrevealJaJnovelJpathwayJforJneurodevelopmentalJdisordersJandJ
epilepsyXJBrainVJ2021VJ 11.2 6

51 wainWofWfunctionJvariantsJidentifiedJinJvigabatrinWhypersensitiveJepilepticJencephalopathiesXJBrainh
CommunicationsVJ2020VJbVJfcaaafb 4.5 6

50
tifferentialJexcitatoryJvsJinhibitoryJSsNJexpressionJatJsingleJcellJlevelJregulatesJbrainJsodiumJ
channelJfunctionJinJneurodevelopmentalJdisordersXJEuropeanhJournalhofhPaediatrichNeurologyVJ2020VJ
bdVJabiWacc

3.8 6

49 RefiningJwenotypesJandJPhenotypesJinJWRelatedJNeurologicalJtisordersXJInternationalhJournalhofh
MolecularhSciencesVJ2021VJbbVJ 6.3 6

48 qdultJphenotypeJofJencephalopathyXJJournalhofhMedicalhGeneticsVJ2021VJ 5.8 6

47  sNTaWrelatedJepilepsiesJandJepilepticJencephalopathiesjJphenotypicJandJmutationalJspectrumXJ
BrainVJ2021VJ 11.2 6

46 tecipheringJtheJprematureJmortalityJinJPywqWstwJWJqnJuntoldJstoryXJEpilepsyhResearchVJ2021VJagZVJaZfecZ3 5

45 teJnovoJvariantsJinJSNqPbeJcauseJanJearlyWonsetJdevelopmentalJandJepilepticJencephalopathyXJ
GeneticshinhMedicineVJ2021VJbcVJfecWffZ 8.1 5

44 NoJevidenceJforJaJrRtbJpromoterJhypermethylationJin´ bloodJleukocytesJofJuuropeansJwithJjuvenileJ
myoclonic´ epilepsyXJEpilepsiaVJ2019VJfZVJecaWecf 6.4 4

43 uxpandingJtheJclinicalJandJuuwJspectrumJofJsN SRbWrelatedJencephalopathyJwithJstatusJepilepticusJ
duringJslowJsleepJRuSuSSXJClinicalhNeurophysiologyVJ2020VJacaVJaZcZWaZci 4.3 4

42 qTPaqbWJandJqTPaqcWassociatedJearlyJprofoundJepilepticJencephalopathyJandJpolymicrogyriaXJ
BrainVJ2021VJaddVJadceWadeZ 11.2 4

41 TwoJwluNbrJmutationsJaffectJmultipleJNMtqRWfunctionsJandJinstigateJsevereJpediatricJ
encephalopathyXJELifeVJ2021VJaZVJ 8.9 4

40 NuXMyvJencephalopathyjJanJXWlinkedJdisorderJwithJmaleJandJfemaleJphenotypicJpatternsXJGeneticsh
inhMedicineVJ2021VJbcVJcfcWcgc 8.1 4

39 qssessingJtheJlandscapeJofJSTXrPaWrelatedJdisordersJinJecdJindividualsXXJBrainVJ2021VJ 11.2 4

38 yntegrativeJapproachJtoJinterpretJtYR aqJvariantsVJleadingJtoJaJfrequentJneurodevelopmentalJ
disorderXJGeneticshinhMedicineVJ2021VJbcVJbaeZWbaei 8.1 4

37 MowatWWilsonJsyndromejJgrowthJchartsXJOrphanethJournalhofhRarehDiseasesVJ2020VJaeVJaea 4.2 3

36 qlternatingJhemiplegiaJofJchildhoodJandJaJpathogenicJvariantJofJqTPaqcjJaJcaseJreportJandJ
pathophysiologicalJconsiderationsXJEpileptichDisordersVJ2017VJaiVJbbfWbcZ 1.9 3
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35 °WSerineJTreatmentJisJqssociatedJwithJymprovementsJinJrehaviorVJuuwVJandJSeizureJvrequencyJinJ
yndividualsJwithJwRyNWRelatedJtisordersJtueJtoJNullJVariantsXXJNeurotherapeuticsVJ2022VJa 6.4 3

34 teJnovoJVariantsJinJNeurodevelopmentalJtisordersJwithJupilepsy 3

33 ulectroclinicalJfeaturesJofJMuvbsJhaploinsufficiencyWrelatedJepilepsyjJqJmulticenterJuuropeanJ
studyXJSeizure:hthehJournalhofhthehBritishhEpilepsyhAssociationVJ2021VJhhVJfZWgb 3.2 3

32 tefiningJandJexpandingJtheJphenotypeJofJWassociatedJdevelopmentalJepilepticJencephalopathyXJ
Neurology:hGeneticsVJ2019VJeVJecgc 3.8 3

31 rasalJwangliaJtysmorphismJinJPatientsJWithJqicardiJSyndromeXJNeurologyVJ2021VJifVJeacaiWeaccc 6.5 3

30 MutationsJuxpandJtheJPhenotypicJSpectrumJofJqlternatingJxemiplegiaJofJshildhoodXJNeurologyVJ
2021VJifVJeaeciWeaeeZ 6.5 3

29 StructuralJmappingJofJwqrRrcJvariantsJrevealsJgenotypeWphenotypeJcorrelationsXXJGeneticshinh
MedicineVJ2021VJ 8.1 3

28 qJcrypticJunbalancedJtranslocationJresultingJinJdelJacqJandJdupJaeqXJAmericanhJournalhofhMedicalh
GeneticsvhParthAVJ2008VJadfqVJbegZWc 2.5 2

27 tevelopmentJandJValidationJofJaJPredictionJModelJforJuarlyJtiagnosisJofJWRelatedJupilepsiesXXJ
NeurologyVJ2022VJ 6.5 2

26 teJnovoJvZRaJlossWofWfunctionJvariantsJcauseJdevelopmentalJandJepilepticJencephalopathiesXJBrainVJ
2021VJ 11.2 2

25 weneticJtestingJinJadultJepilepsyJpatientsjJqJcallJtoJactionJforJcliniciansXJEpilepsiaVJ2020VJfaVJbZeeWbZef 6.4 2

24 wenotypeWphenotypeJcorrelationsJinJSsNhqWrelatedJdisordersJrevealJprognosticJandJtherapeuticJimplications 2

23 teepWPhenotypingJtheJ°essJSevereJSpectrumJofJteficiencyJandJ°inkingJtheJweneJtoJMyoclonicJ
qtonicJSeizuresXJFrontiershinhGeneticsVJ2021VJabVJffcfdc 4.5 2

22 PRys °ubJrevisitedWfurtherJevidenceJimplicatingJPRys °ubJinJneurodevelopmentalJdisordersXJ
EuropeanhJournalhofhHumanhGeneticsVJ2021VJbiVJabceWabdd 5.3 2

21 uxpansionJofJtheJsstsbbJassociatedJRitscherWSchinzelYcsJsyndromeJandJreviewJofJtheJliteraturejJ
ShouldJtheJminimalJdiagnosticJcriteriaJbeJrevisedoXJEuropeanhJournalhofhMedicalhGeneticsVJ2021VJfdVJaZdbdf2.6 2

20 sharacterizationJofJtheJwqrRrbWqssociatedJNeurodevelopmentalJtisordersXJAnnalshofhNeurologyVJ
2021VJhiVJegcWehf 9.4 2

19 wainWofWfunctionJandJlossWofWfunctionJwqrRrcJvariantsJleadJtoJdistinctJclinicalJphenotypesJinJ
patientsJwithJdevelopmentalJandJepilepticJencephalopathiesXXJNaturehCommunicationsVJ2022VJacVJahbb 17.4 2

18 viladelfiaVJtanishJupilepsyJsenterVJtianalundVJtenmarkXJEpilepsyhandhBehaviorVJ2017VJgfSVJSdWSh 3.2 1

(2017-2022)
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17 PyridoxineJorJpyridoxalWeWphosphateJtreatmentJforJseizuresJinJglycosylphosphatidylinositolJ
deficiencyjJqJcohortJstudyXXJDevelopmentalhMedicinehandhChildhNeurologyVJ2022VJ 3.3 1

16 ReaderJresponsejJencephalopathyjJqJdistinctiveJgeneralizedJdevelopmentalJandJepilepticJ
encephalopathyXJNeurologyVJ2020VJidVJcfhWcfi 6.5 1

15 RelatedJtevelopmentalJandJupilepticJuncephalopathyjJPhenotypicJandJwenotypicJSpectrumXJ
Neurology:hGeneticsVJ2021VJgVJefac 3.8 1

14 PredictingJvunctionalJuffectsJofJMissenseJVariantsJinJVoltageWwatedJSodiumJandJsalciumJshannels 1

13 SharedJgeneticJbasisJbetweenJgeneticJgeneralizedJepilepsyJandJbackgroundJ
electroencephalographicJoscillationsXJEpilepsiaVJ2021VJfbVJaeahWaebg 6.4 1

12 slinicalJandJmolecularJdelineationJofJPUScWassociatedJneurodevelopmentalJdisordersXJClinicalh
GeneticsVJ2021VJaZZVJfbhWfcc 4 1

11 upilepsyJweneticsJandJPrecisionJMedicineJinJqdultsjJqJNewJ°andscapeJforJtevelopmentalJandJ
upilepticJuncephalopathiesXXJFrontiershinhNeurologyVJ2022VJacVJgggaae 4.1 1

10 SyndromeJysJsharacterizedJbyJynhibitionWtominatedJtynamicsJofJRestingWStateJuuwXXJFrontiershinh
PhysiologyVJ2021VJabVJggeagb 4.6 1

9 TheJfirstJstepJtowardsJpersonalizedJriskJpredictionJforJcommonJepilepsiesXJBrainVJ2019VJadbVJccafWccah 11.2 0

8 UsingJcommonJgeneticJvariantsJtoJfindJdrugsJforJcommonJepilepsiesXXJBrainhCommunicationsVJ2021VJ
cVJfcabbhg 4.5 0

7 TheJimpactJofJlowWriskJgeneticJvariantsJinJselfWlimitedJepilepsyJwithJcentrotemporalJspikesJakaJ
RolandicJepilepsyXJEBioMedicineVJ2020VJehVJaZbhif 8.8 0

6 ZMYNtaaJvariantsJareJaJnovelJcauseJofJcentrotemporalJandJgeneralisedJepilepsiesJwithJ
neurodevelopmentalJdisorderXJClinicalhGeneticsVJ2021VJaZZVJdabWdbi 4 0

5 weneticJparoxysmalJneurologicalJdisordersJfeaturingJepisodicJataxiaJandJepilepsyXXJEuropeanh
JournalhofhMedicalhGeneticsVJ2022VJfeVJaZddeZ 2.6 0

4 qJnovelJinWframeJmutationJinJleadsJtoJzuvenileJneuronalJceroidJlipofuscinosisJinJaJlargeJPakistaniJ
familyXJInternationalhJournalhofhNeuroscienceVJ2019VJabiVJhiZWhie 2

3 ReplyXJAnnalshofhNeurologyVJ2016VJhZVJafhWi 9.4

2 iqJSubtelomericJdeletionJsyndromeJwithJdiaphragmaticJherniaXJAmericanhJournalhofhMedicalh
GeneticsvhParthAVJ2009VJadiqVJaZhfWh 2.5

1 TheJqngelmanJSyndromeJOnlineJRegistryJWJqJmultilingualJapproachJtoJsupportJglobalJresearchXJ
EuropeanhJournalhofhMedicalhGeneticsVJ2021VJfdVJaZdcdi 2.6
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