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21 MissenseRandRtruncatingRvariantsRinRCHDtRinRaRdominantRneurodevelopmentalRdisorderRwithR
intellectualRdisabilityiRbehavioralRdisturbancesiRandRepilepsylRHumansGeneticsiR2021iRosniRoonykoopn 6.3 4

20 VariantsRinRtheRdegronRofRAFFrRareRassociatedRwithRintellectualRdisabilityiRmesomelicRdysplasiaiR
horseshoeRkidneyiRandRepilepticRencephalopathylRAmericansJournalsofsHumansGeneticsiR2021iRonwiRwtvkwvr11 2

19 KCNTokrelatedRepilepsiesRandRepilepticRencephalopathieszRphenotypicRandRmutationalRspectrumlR
BrainiR2021iR 11.2 6

18 DeRnovoRvariantsRinRSNAPptRcauseRanRearlykonsetRdevelopmentalRandRepilepticRencephalopathylR
GeneticssinsMedicineiR2021iRpriRutrkuun 8.1 5

17 LessonsRlearnedRfromRsnRnovelRPIGARpatientsRandRaRreviewRofRtheRliteraturelREpilepsiaiR2020iRuoiRoospkoott6.4 15

16 PAKrRmutationsRresponsibleRforRsevereRintellectualRdisabilityRandRcallosalRagenesisRinhibitRcellR
migrationlRNeurobiologysofsDiseaseiR2020iRoruiRonsvny 7.5 8

15 HeterozygousRVariantsRinRKMTpERCauseRaRSpectrumRofRNeurodevelopmentalRDisordersRandR
EpilepsylRAmericansJournalsofsHumansGeneticsiR2019iRonsiRoponkoppp 11 31

14 NovelRGABRApRvariantsRinRepilepticRencephalopathyRandRintellectualRdisabilityRwithRseizureslRBrainiR
2019iRospiReot 11.2 5

13 AMPARreceptorRGluApRsubunitRdefectsRareRaRcauseRofRneurodevelopmentalRdisorderslRNatures
CommunicationsiR2019iRoniRrnys 17.4 76

12 RekannotationRofRoyoRdevelopmentalRandRepilepticRencephalopathykassociatedRgenesRunmasksRdeR
novoRvariantsRinlRNpjsGenomicsMedicineiR2019iRsiRro 6.2 12

11 EpilepsyRwithRmigratingRfocalRseizureszRKCNToRmutationRhotspotsRandRphenotypeRvariabilitylR
Neurology:sGeneticsiR2019iRtiRerur 3.8 18

10 IQSECpkrelatedRencephalopathyRinRmalesRandRfemaleszRaRcomparativeRstudyRincludingRrvRnovelR
patientslRGeneticssinsMedicineiR2019iRpoiRwrvkwsy 8.1 32

9 DefiningRtheRphenotypicRspectrumRofRSLCuAoRmutationslREpilepsiaiR2018iRtyiRrwyksnp 6.4 54

8 CHDrRhelicaseRdomainRmutationsRcauseRaRneurodevelopmentalRsyndromeRwithRmacrocephalyRandR
impairedRspeechRandRlanguagelRNaturesCommunicationsiR2018iRyiRsuoy 17.4 39

7 DeRnovoRmutationsRinRtheRGTPmGDPkbindingRregionRofRRALAiRaRRASklikeRsmallRGTPaseiRcauseR
intellectualRdisabilityRandRdevelopmentalRdelaylRPLoSsGeneticsiR2018iRosiReonnvuvo 6 11

6 HCNoRmutationRspectrumzRfromRneonatalRepilepticRencephalopathyRtoRbenignRgeneralizedRepilepsyR
andRbeyondlRBrainiR2018iRosoiRrounkrovw 11.2 48

5 GeneticRandRphenotypicRheterogeneityRsuggestRtherapeuticRimplicationsRinRSCNpAkrelatedR
disorderslRBrainiR2017iRosniRoroukorru 11.2 285
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4 CopyRNumberRVariationsRFoundRinRPatientsRwithRaRCorpusRCallosumRAbnormalityRandRIntellectualR
DisabilitylRJournalsofsPediatricsiR2017iRowtiRounkouuleo 3.6 16

3 HighRRateRofRRecurrentRDeRNovoRMutationsRinRDevelopmentalRandREpilepticREncephalopathieslR
AmericansJournalsofsHumansGeneticsiR2017iRonoiRuuskuwt 11 214

2
HumanRPluripotentRStemRCellkderivedRCorticalRNeuronsRforRHighRThroughputRMedicationRScreeningR
inRAutismzRARProofRofRConceptRStudyRinRSHANKrRHaploinsufficiencyRSyndromelREBioMedicineiR2016iR
yiRpyrkrnt

8.8 55

1
CardiokfaciokcutaneousRandRNoonanRsyndromesRdueRtoRmutationsRinRtheRRASmMAPKRsignallingR
pathwayzRgenotypekphenotypeRrelationshipsRandRoverlapRwithRCostelloRsyndromelRJournalsofs
MedicalsGeneticsiR2007iRssiRvurkvo
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