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46 GeneticRandRchemotherapeuticRinfluencesRonRgermlineRhypermutationiiRNaturegR2022gRrlqgRqlohqlt 50.4 0

45 DetectingRcrypticRclinicallyRrelevantRstructuralRvariationRinRexomehsequencingRdataRincreasesR
diagnosticRyieldRforRdevelopmentalRdisordersiRAmericanoJournaloofoHumanoGeneticsgR2021gRmltgRnmtrhnmup11 0

44 IntegrativeRanalysisRofRgenomicRvariantsRrevealsRnewRassociationsRofRcandidateRhaploinsufficientR
genesRwithRcongenitalRheartRdiseaseiRPLoSoGeneticsgR2021gRmsgRemllursu 6 1

43 TheRcontributionRofRXhlinkedRcodingRvariationRtoRsevereRdevelopmentalRdisordersiRNatureo
CommunicationsgR2021gRmngRrns 17.4 5

42 DefiningRtheRDesignRPrinciplesRofRSkinREpidermisRPostnatalRGrowthiRCellgR2020gRmtmgRrlphrnlienn 56.2 26

41 InterstitialRCellRRemodelingRPromotesRAberrantRAdipogenesisRinRDystrophicRMusclesiRCelloReportsgR
2020gRomgRmlsqus 10.6 28

40 MechanismsRofRstretchhmediatedRskinRexpansionRatRsinglehcellRresolutioniRNaturegR2020gRqtpgRnrthnso 50.4 35

39 SystemsRgeneticsRanalysisRidentifiesRcalciumhsignalingRdefectsRasRnovelRcauseRofRcongenitalRheartR
diseaseiRGenomeoMedicinegR2020gRmngRsr 14.4 5

38 HeterotypicRcellhcellRcommunicationRregulatesRglandularRstemRcellRmultipotencyiRNaturegR2020gRqtpgRrlthrmo50.4 27

37 HeterozygousRVariantsRinRKMTnERCauseRaRSpectrumRofRNeurodevelopmentalRDisordersRandR
EpilepsyiRAmericanoJournaloofoHumanoGeneticsgR2019gRmlpgRmnmlhmnnn 11 31

36 BihallelicRLosshofhFunctionRCACNAmBRMutationsRinRProgressiveREpilepsyhDyskinesiaiRAmericano
JournaloofoHumanoGeneticsgR2019gRmlpgRupthuqr 11 17

35 FindingRDiagnosticallyRUsefulRPatternsRinRQuantitativeRPhenotypicRDataiRAmericanoJournaloofoHumano
GeneticsgR2019gRmlqgRuoohupr 11 4

34 ContributionRofRretrotranspositionRtoRdevelopmentalRdisordersiRNatureoCommunicationsgR2019gRmlgRprol 17.4 25

33 IdentificationRofRtheRtumourRtransitionRstatesRoccurringRduringREMTiRNaturegR2018gRqqrgRprohprt 50.4 652

32 MakingRnewRgeneticRdiagnosesRwithRoldRdatavRiterativeRreanalysisRandRreportingRfromRgenomehwideR
dataRinRmgmooRfamiliesRwithRdevelopmentalRdisordersiRGeneticsoinoMedicinegR2018gRnlgRmnmrhmnno 8.1 161

31 HistoneRLysineRMethylasesRandRDemethylasesRinRtheRLandscapeRofRHumanRDevelopmentalR
DisordersiRAmericanoJournaloofoHumanoGeneticsgR2018gRmlngRmsqhmts 11 108

30 DeRnovoRmutationsRinRregulatoryRelementsRinRneurodevelopmentalRdisordersiRNaturegR2018gRqqqgRrmmhrmr50.4 146
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29 CommonRgeneticRvariantsRcontributeRtoRriskRofRrareRsevereRneurodevelopmentalRdisordersiRNaturegR
2018gRqrngRnrthnsm 50.4 149

28 EarlyRlineageRsegregationRofRmultipotentRembryonicRmammaryRglandRprogenitorsiRNatureoCello
BiologygR2018gRnlgRrrrhrsr 23.4 84

27 ClinicalRandRmolecularRconsequencesRofRdiseasehassociatedRdeRnovoRmutationsRinRSATBniRGeneticsoino
MedicinegR2017gRmugRullhult 8.1 30

26 DetectionRofRstructuralRmosaicismRfromRtargetedRandRwholehgenomeRsequencingRdataiRGenomeo
ResearchgR2017gRnsgRmslphmsmp 9.7 26

25 RecentRadvancesRinRcongenitalRheartRdiseaseRgenomicsiRF1000ResearchgR2017gRrgRtru 3.6 4

24 BiallelicRVariantsRinRUBAqRLinkRDysfunctionalRUFMm´ UbiquitinhlikeRModifierRPathwayRtoRSevereR
InfantilehOnsetREncephalopathyiRAmericanoJournaloofoHumanoGeneticsgR2016gRuugRrtohrup 11 43

23 BCLmmARHaploinsufficiencyRCausesRanRIntellectualRDisabilityRSyndromeRandRDysregulatesR
TranscriptioniRAmericanoJournaloofoHumanoGeneticsgR2016gRuugRnqohsp 11 84

22 BeeglevRfromRliteratureRminingRtoRdiseasehgeneRdiscoveryiRNucleicoAcidsoResearchgR2016gRppgRemt 20.1 18

21 DistinctRgeneticRarchitecturesRforRsyndromicRandRnonsyndromicRcongenitalRheartRdefectsRidentifiedR
byRexomeRsequencingiRNatureoGeneticsgR2016gRptgRmlrlhq 36.3 200

20 DiscoveryRofRfourRrecessiveRdevelopmentalRdisordersRusingRprobabilisticRgenotypeRandRphenotypeR
matchingRamongRpgmnqRfamiliesiRNatureoGeneticsgR2015gRpsgRmorohu 36.3 91

19 ProblemsRwithRtheRnestedRgranularityRofRfeatureRdomainsRinRbioinformaticsvRtheReXtasyRcaseiRBMCo
BioinformaticsgR2015gRmrRSupplRpgRSn 3.6 4

18 GeneticRdiagnosisRofRdevelopmentalRdisordersRinRtheRDDDRstudyvRaRscalableRanalysisRofRgenomehwideR
researchRdataiRLancet,oThegR2015gRotqgRmolqhmp 40 451

17 MutationsRinREitherRTUBBRorRMAPREnRCauseRCircumferentialRSkinRCreasesRKunzeRTypeiRAmericano
JournaloofoHumanoGeneticsgR2015gRusgRsulhtll 11 41

16 ARSelfhTuningRGeneticRAlgorithmRwithRApplicationsRinRBiomarkerRDiscoveryR2014gR 3

15 UnravelingRgenomicRvariationRfromRnextRgenerationRsequencingRdataiRBioDataoMininggR2013gRrgRmo 4.3 33

14 eXtasyvRvariantRprioritizationRbyRgenomicRdataRfusioniRNatureoMethodsgR2013gRmlgRmltohp 21.6 119

13 TrioVisvRaRvisualizationRapproachRforRfilteringRgenomicRvariantsRofRparenthchildRtriosiRBioinformaticsgR
2013gRnugRmtlmhn 7.2 4

12 ARHybridRApproachRtoRFeatureRRankingRforRMicroarrayRDataRClassificationiRCommunicationsoino
ComputeroandoInformationoSciencegR2013gRnpmhnpt 0.3 1
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11 ARGeneticRAlgorithmRforRPancreaticRCancerRDiagnosisiRCommunicationsoinoComputeroandoInformationo
SciencegR2013gRnnnhnol 0.3 2

10 MeandervRvisuallyRexploringRtheRstructuralRvariomeRusingRspacehfillingRcurvesiRNucleicoAcidsoResearchgR
2013gRpmgRemmt 20.1 6

9 HeterozygousRmissenseRmutationsRinRSMARCAnRcauseRNicolaideshBaraitserRsyndromeiRNatureo
GeneticsgR2012gRppgRppqhugRSm 36.3 170

8 AnnotatehitvRaRSwisshknifeRapproachRtoRannotationgRanalysisRandRinterpretationRofRsingleRnucleotideR
variationRinRhumanRdiseaseiRGenomeoMedicinegR2012gRpgRso 14.4 27

7 ARSimpleRGeneticRAlgorithmRforRBiomarkerRMiningiRLectureoNotesoinoComputeroSciencegR2012gRnnnhnon 0.9 3

6 MedusavRARtoolRforRexploringRandRclusteringRbiologicalRnetworksiRBMCoResearchoNotesgR2011gRpgRotp 2.3 44

5 AlternativeRexperimentalRdesignRwithRanRappliedRnormalizationRschemeRcanRimproveRstatisticalR
powerRinRnDhDIGERexperimentsiRJournaloofoProteomeoResearchgR2010gRugRpumuhnr 5.6 5

4 CommonRgeneticRvariantsRcontributeRtoRriskRofRrareRsevereRneurodevelopmentalRdisorders 1

3 DeRnovoRmutationsRinRregulatoryRelementsRcauseRneurodevelopmentalRdisorders 2

2 ContributionRofRRetrotranspositionRtoRDevelopmentalRDisorders 2

1 GeneticRandRpharmacologicalRcausesRofRgermlineRhypermutation 3
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