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l Paper IF Citations

135 TheOmutationalOconstraintOspectrumOquantifiedOfromOvariationOinOfifaijkOhumanscONatureaO2020aO
jmfaOihibiih 50.4 2278

134 δnsightsOintoOvutismOSpectrumOyisorderO enomicOvrchitectureOandOwiologyOfromOlfORiskOLocicO
NeuronaO2015aOmlaOfgfjbfghh 13.9 806

133 LargebScaleOzxomeOSequencingOStudyOδmplicatesOwothOyevelopmentalOandO†unctionalOxhangesOinO
theONeurobiologyOofOvutismcOCellaO2020aOfmeaOjkmbjmicegh 56.2 578

132 SequencingOchromosomalOabnormalitiesOrevealsOneurodevelopmentalOlociOthatOconferOriskOacrossO
diagnosticOboundariescOCellaO2012aOfinaOjgjbhl 56.2 441

131 LowOincidenceOofOoffbtargetOmutationsOinOindividualOxRδSPRbxasnOandOTvLzNOtargetedOhumanOstemO
cellOclonesOdetectedObyOwholebgenomeOsequencingcOCelliStemiCellaO2014aOfjaOglbhe 18 394

130 TheOmutationalOconstraintOspectrumOquantifiedOfromOvariationOinOfifaijkOhumans 381

129 MultibplatformOdiscoveryOofOhaplotypebresolvedOstructuralOvariationOinOhumanOgenomescONaturei
CommunicationsaO2019aOfeaOflmi 17.4 346

128 zfficientOablationOofOgenesOinOhumanOhematopoieticOstemOandOeffectorOcellsOusingOxRδSPRdxasncOCelli
StemiCellaO2014aOfjaOkihbjg 18 324

127 KxTyfhOisOaOmajorOdriverOofOmirroredOneuroanatomicalOphenotypesOofOtheOfkpffcgOcopyOnumberO
variantcONatureaO2012aOimjaOhkhbl 50.4 281

126 vOstructuralOvariationOreferenceOforOmedicalOandOpopulationOgeneticscONatureaO2020aOjmfaOiiibijf 50.4 223

125
xβymOregulatesOneurodevelopmentalOpathwaysOassociatedOwithOautismOspectrumOdisorderOinOneuralO
progenitorscOProceedingsiofitheiNationaliAcademyiofiSciencesiofitheiUnitediStatesiofiAmericaaO2014aO
fffaOziikmbll

11.5 210

124 MappingOandOphasingOofOstructuralOvariationOinOpatientOgenomesOusingOnanoporeOsequencingcONaturei
CommunicationsaO2017aOmaOfhgk 17.4 191

123
xomplexOreorganizationOandOpredominantOnonbhomologousOrepairOfollowingOchromosomalO
breakageOinOkaryotypicallyObalancedOgermlineOrearrangementsOandOtransgenicOintegrationcONaturei
GeneticsaO2012aOiiaOhneblaOSf

36.3 190

122 TheOgenomicOlandscapeOofObalancedOcytogeneticOabnormalitiesOassociatedOwithOhumanOcongenitalO
anomaliescONatureiGeneticsaO2017aOinaOhkbij 36.3 172

121
vssessmentOofOgqghcfOmicrodeletionOsyndromeOimplicatesOMwyjOasOaOsingleOcausalOlocusOofO
intellectualOdisabilityaOepilepsyaOandOautismOspectrumOdisordercOAmericaniJournaliofiHumaniGeneticsaO
2011aOmnaOjjfbkh

11 166

120 vnOanalyticalOframeworkOforOwholebgenomeOsequenceOassociationOstudiesOandOitsOimplicationsOforO
autismOspectrumOdisordercONatureiGeneticsaO2018aOjeaOlglblhk 36.3 156

119 δnsightsOintoOclonalOhaematopoiesisOfromOmahigOmosaicOchromosomalOalterationscONatureaO2018aOjjnaOhjebhjj50.4 144
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118 xlinicalOdiagnosisObyOwholebgenomeOsequencingOofOaOprenatalOsamplecONewiEnglandiJournaliofi
MedicineaO2012aOhklaOgggkbhg 59.2 144

117 vnOvncientaOUnifiedOMechanismOforOMetforminO rowthOδnhibitionOinOxc´ elegansOandOxancercOCellaO
2016aOfklaOflejbflfmcefh 56.2 134

116  enomebwideOdeOnovoOriskOscoreOimplicatesOpromoterOvariationOinOautismOspectrumOdisordercOScience
aO2018aOhkgaO 33.3 134

115
NextbgenerationOsequencingOstrategiesOenableOroutineOdetectionOofObalancedOchromosomeO
rearrangementsOforOclinicalOdiagnosticsOandOgeneticOresearchcOAmericaniJournaliofiHumaniGeneticsaO
2011aOmmaOiknbmf

11 132

114 vssociationOstudyOofOgfOcircadianOgenesOwithObipolarOδOdisorderaOschizoaffectiveOdisorderaOandO
schizophreniacOBipolariDisordersaO2009aOffaOlefbfe 3.8 120

113 vOnetworkOofOdopaminergicOgeneOvariationsOimplicatedOasOriskOfactorsOforOschizophreniacOHumani
MoleculariGeneticsaO2008aOflaOlilbjm 5.6 120

112 Wholeb enomeOSequencingOtoOxharacterizeOMonogenicOandOPolygenicOxontributionsOinOPatientsO
βospitalizedOWithOzarlybOnsetOMyocardialOδnfarctioncOCirculationaO2019aOfhnaOfjnhbfkeg 16.7 112

111 yefiningOtheOdiverseOspectrumOofOinversionsaOcomplexOstructuralOvariationaOandOchromothripsisOinOtheO
morbidOhuman´ genomecOGenomeiBiologyaO2017aOfmaOhk 18.3 109

110 zxonicOdeletionsOinOvUTSgOcauseOaOsyndromicOformOofOintellectualOdisabilityOandOsuggestOaOcriticalO
roleOforOtheOxOterminuscOAmericaniJournaliofiHumaniGeneticsaO2013aOngaOgfebge 11 108

109 MutationsOinOyxβSfOcauseOmitralOvalveOprolapsecONatureaO2015aOjgjaOfenbfh 50.4 107

108 yissectingOtheOxausalOMechanismOofOXbLinkedOyystoniabParkinsonismObyOδntegratingO enomeOandO
TranscriptomeOvssemblycOCellaO2018aOflgaOmnlbnencegf 56.2 106

107 yisruptionOofOtheOvSTNgdTRδMhgOlocusOatOnqhhcfOisOaOriskOfactorOinOmalesOforOautismOspectrumO
disordersaOvyβyOandOotherOneurodevelopmentalOphenotypescOHumaniMoleculariGeneticsaO2014aOghaOgljgbkm5.6 104

106 βaplotypebresolvedOdiverseOhumanOgenomesOandOintegratedOanalysisOofOstructuralOvariationcOScience
aO2021aOhlgaO 33.3 100

105 LossOofO˛·bcateninOfunctionOinOsevereOautismcONatureaO2015aOjgeaOjfbk 50.4 97

104 xognitiveOinfluencesOinOposturalOcontrolOofOpatientsOwithOunilateralOvestibularOlosscOGaitiandiPostureaO
2004aOfnaOfejbfi 2.6 89

103 SMxβyfOmutationsOassociatedOwithOaOrareOmuscularOdystrophyOcanOalsoOcauseOisolatedOarhiniaOandO
wosmaOarhiniaOmicrophthalmiaOsyndromecONatureiGeneticsaO2017aOinaOghmbgim 36.3 88

102 zvaluationOofOaOsusceptibilityOgeneOforOschizophreniaoOgenotypeObasedOmetabanalysisOofOR SiO
polymorphismsOfromOthirteenOindependentOsamplescOBiologicaliPsychiatryaO2006aOkeaOfjgbkg 7.9 80

101 TranscriptionalOconsequencesOofOfkpffcgOdeletionOandOduplicationOinOmouseOcortexOandOmultiplexO
autismOfamiliescOAmericaniJournaliofiHumaniGeneticsaO2014aOniaOmlebmh 11 78
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100 xontributionOofOxopyONumberOVariationOinOδdiopathicOβypogonadotropicOβypogonadismcOJournaliofi
theiEndocrineiSocietyaO2021aOjaOvljkbvljk 0.4 78

99 gecfOyδSSzxTδN OTβzO†UNxTδONvLOxONSzQUzNxzSOO†ORzxδPROxvLO zNOMδxOyδSORyzRScO
SchizophreniaiBulletinaO2018aOiiaOShhbShh 1.3 78

98 βaploinsufficiencyOofOSOXjOatOfgpfgcfOisOassociatedOwithOdevelopmentalOdelaysOwithOprominentO
languageOdelayaObehaviorOproblemsaOandOmildOdysmorphicOfeaturescOHumaniMutationaO2012aOhhaOlgmbie 4.7 62

97 yisruptionOofOaOlargeOintergenicOnoncodingORNvOinOsubjectsOwithOneurodevelopmentalOdisabilitiescO
AmericaniJournaliofiHumaniGeneticsaO2012aOnfaOffgmbhi 11 53

96 NovelaOreplicatedOassociationsObetweenOdopamineOyhOreceptorOgeneOpolymorphismsOandO
schizophreniaOinOtwoOindependentOsamplescOBiologicaliPsychiatryaO2006aOkeaOjlebl 7.9 53

95 zctopicOexpressionOofORvyjgOandOdnjhwPfOimprovesOhomologybdirectedOrepairOduringOxRδSPRbxasnO
genomeOeditingcONatureiBiomedicaliEngineeringaO2017aOfaOmlmbmmm 19 48

94 βaploinsufficiencyOofOKyMkvOisOassociatedOwithOsevereOpsychomotorOretardationaOglobalOgrowthO
restrictionaOseizuresOandOcleftOpalatecOHumaniGeneticsaO2013aOfhgaOjhlbjg 6.3 48

93 vutismOspectrumOdisorderOgeneticsoOdiverseOgenesOwithOdiverseOclinicalOoutcomescOHarvardiReviewiofi
PsychiatryaO2014aOggaOkjblj 4.1 48

92 Wholeb enomeOandORNvOSequencingORevealOVariationOandOTranscriptomicOxoordinationOinOtheO
yevelopingOβumanOPrefrontalOxortexcOCelliReportsaO2020aOhfaOfelimn 10.6 43

91 StructuralOxhromosomalORearrangementsORequireONucleotidebLevelOResolutionoOLessonsOfromO
Nextb enerationOSequencingOinOPrenatalOyiagnosiscOAmericaniJournaliofiHumaniGeneticsaO2016aOnnaOfefjbfehh11 43

90 TranslocationsOdisruptingOPβ†gfvOinOtheOPotockibShafferbsyndromeOregionOareOassociatedOwithO
intellectualOdisabilityOandOcraniofacialOanomaliescOAmericaniJournaliofiHumaniGeneticsaO2012aOnfaOjkblg 11 42

89 TheOcellOadhesionOgeneOPVRLhOisOassociatedOwithOcongenitalOocularOdefectscOHumaniGeneticsaO2012aO
fhfaOghjbje 6.3 41

88 yescribingOsequencingOresultsOofOstructuralOchromosomeOrearrangementsOwithOaOsuggestedO
nextbgenerationOcytogeneticOnomenclaturecOAmericaniJournaliofiHumaniGeneticsaO2014aOniaOknjblen 11 40

87 PrimaryOciliaOdefectsOcausingOmitralOvalveOprolapsecOScienceiTranslationaliMedicineaO2019aOffaO 17.5 39

86 zngineeringOmicrodeletionsOandOmicroduplicationsObyOtargetingOsegmentalOduplicationsOwithO
xRδSPRcONatureiNeuroscienceaO2016aOfnaOjflbgg 25.5 39

85 SYxPgOTranslocationbMediatedOyysregulationOandO†rameshiftOVariantsOxauseOβumanOMaleO
δnfertilitycOAmericaniJournaliofiHumaniGeneticsaO2020aOfekaOifbjl 11 39

84 MolecularOanalysisOofOaOdeletionOhotspotOinOtheONRXNfOregionOrevealsOtheOinvolvementOofOshortO
invertedOrepeatsOinOdeletionOxNVscOAmericaniJournaliofiHumaniGeneticsaO2013aOngaOhljbmk 11 38

83 xomputationalOPredictionOofOPositionOzffectsOofOvpparentlyOwalancedOβumanOxhromosomalO
RearrangementscOAmericaniJournaliofiHumaniGeneticsaO2017aOfefaOgekbgfl 11 38
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82 βttOxv OrepeatOexpansionOconfersOpleiotropicOgainsOofOmutantOhuntingtinOfunctionOinOchromatinO
regulationcOHumaniMoleculariGeneticsaO2015aOgiaOgiigbjl 5.6 38

81 PairedbyuplicationOSignaturesOMarkOxrypticOδnversionsOandOOtherOxomplexOStructuralOVariationcO
AmericaniJournaliofiHumaniGeneticsaO2015aOnlaOflebk 11 37

80 xrypticOandOcomplexOchromosomalOaberrationsOinOearlybonsetOneuropsychiatricOdisorderscOAmericani
JournaliofiHumaniGeneticsaO2014aOnjaOijibkf 11 37

79 SerotoninOgeneOpolymorphismsOandObipolarOδOdisorderoOfocusOonOtheOserotoninOtransportercOAnnalsiofi
MedicineaO2005aOhlaOjnebkeg 1.5 37

78 vOPotentialOxontributoryORoleOforOxiliaryOyysfunctionOinOtheOfkpffcgOkeeOkbOwPibwPjOPathologycO
AmericaniJournaliofiHumaniGeneticsaO2015aOnkaOlmibnk 11 35

77 yopamineOgenesOandOschizophreniaoOcaseOclosedOorOevidenceOpendingtcOSchizophreniaiBulletinaO2007aO
hhaOfelfbmf 1.3 33

76 vnOopenOresourceOofOstructuralOvariationOforOmedicalOandOpopulationOgenetics 33

75 βighOcoverageOwholeOgenomeOsequencingOofOtheOexpandedOfeeeO enomesOProjectOcohortOincludingO
kegOtrios 31

74 ReciprocalOdeletionOandOduplicationOatOgqghcfOindicatesOaOroleOforOMwyjOinOautismOspectrumO
disordercOEuropeaniJournaliofiHumaniGeneticsaO2014aOggaOjlbkh 5.3 29

73 LinkageOdisequilibriumOpatternsOandOfunctionalOanalysisOofOR SiOpolymorphismsOinOrelationOtoO
schizophreniacOSchizophreniaiBulletinaO2008aOhiaOffmbgk 1.3 29

72 MultibplatformOdiscoveryOofOhaplotypebresolvedOstructuralOvariationOinOhumanOgenomes 26

71 δndexcovoOfastOcoverageOqualityOcontrolOforOwholebgenomeOsequencingcOGigaScienceaO2017aOkaOfbk 7.6 24

70 xonsanguinityOassociatedOwithOincreasedOriskOforObipolarOδOdisorderOinOzgyptcOAmericaniJournaliofi
MedicaliGeneticsiPartiB:iNeuropsychiatriciGeneticsaO2009aOfjewaOmlnbmj 3.5 23

69 vctinOcappingOproteinOxvPZwOregulatesOcellOmorphologyaOdifferentiationaOandOneuralOcrestOmigrationO
inOcraniofacialOmorphogenesisâ� cOHumaniMoleculariGeneticsaO2016aOgjaOfgjjble 5.6 22

68 δmplicationOofOLRRxixOandOyPPkOinOneurodevelopmentalOdisorderscOAmericaniJournaliofiMedicali
GeneticsxiPartiAaO2017aOflhaOhnjbiek 2.5 22

67 vnOeMzR zOxlinicalOxenterOatOPartnersOPersonalizedOMedicinecOJournaliofiPersonalizediMedicineaO
2016aOkaO 3.6 22

66 vOcomprehensiveOgeneticOassociationOandOfunctionalOstudyOofOTN†OinOschizophreniaOriskcO
SchizophreniaiResearchaO2006aOmhaOlbfh 3.6 21

65 LargebscaleOexomeOsequencingOstudyOimplicatesObothOdevelopmentalOandOfunctionalOchangesOinOtheO
neurobiologyOofOautism 21

(-2015)
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64 MutatedOβuntingtinOxausesOTesticularOPathologyOinOTransgenicOMinipigOwoarscONeurodegenerativei
DiseasesaO2016aOfkaOgijbjn 2.3 19

63  eneticOassociationsObetweenOneuregulinbfOSNPsOandOneurocognitiveOfunctionOinOmultigenerationalaO
multiplexOschizophreniaOfamiliescOPsychiatriciGeneticsaO2012aOggaOlebmf 2.9 19

62
RisksOandORecommendationsOinOPrenatallyOyetectedOyeONovoOwalancedOxhromosomalO
RearrangementsOfromOvssessmentOofOLongbTermOOutcomescOAmericaniJournaliofiHumaniGeneticsaO
2018aOfegaOfenebffeh

11 19

61 †unctionalOannotationOofOrareOstructuralOvariationOinOtheOhumanObraincONatureiCommunicationsaO2020aO
ffaOgnne 17.4 18

60  enomicOandOfunctionalOoverlapObetweenOsomaticOandOgermlineOchromosomalOrearrangementscOCelli
ReportsaO2014aOnaOgeefbfe 10.6 18

59 MechanismsOforOStructuralOVariationOinOtheOβumanO enomecOCurrentiGeneticiMedicineiReportsaO2013aO
faOmfbne 2.2 18

58 xanOR SiOpolymorphismsObeOviewedOasOcredibleOriskOfactorsOforOschizophreniatOvOcriticalOreviewOofO
theOevidencecOSchizophreniaiBulletinaO2006aOhgaOgehbm 1.3 18

57 βighlyOpenetrantOalterationsOofOaOcriticalOregionOincludingOwyN†OinOhumanOpsychopathologyOandO
obesitycOArchivesiofiGeneraliPsychiatryaO2012aOknaOfghmbik 16

56 †inebmappingOrevealsOnovelOalternativeOsplicingOofOtheOdopamineOtransportercOAmericaniJournaliofi
MedicaliGeneticsiPartiB:iNeuropsychiatriciGeneticsaO2010aOfjhwaOfihibil 3.5 16

55 R SiOpolymorphismsOassociatedOwithOvariabilityOofOcognitiveOperformanceOinOaOfamilybbasedO
schizophreniaOsamplecOSchizophreniaiBulletinaO2010aOhkaOnmhbne 1.3 15

54 SystematicOassociationOstudiesOofOmitochondrialOyNvOvariationsOinOschizophreniaoOfocusOonOtheONyjO
genecOSchizophreniaiBulletinaO2008aOhiaOijmbkj 1.3 15

53 LossOofOMv zLgOinOPraderbWilliOsyndromeOleadsOtoOdecreasedOsecretoryOgranuleOandOneuropeptideO
productioncOJCIiInsightaO2020aOjaO 9.9 15

52 WNTd˛†bxateninOPathwayOandOzpigeneticOMechanismsORegulateOtheOPittbβopkinsOSyndromeOandO
SchizophreniaORiskO enecOMoleculariNeuropsychiatryaO2017aOhaOjhblf 4.9 14

51 TSxOpatientbderivedOisogenicOneuralOprogenitorOcellsOrevealOalteredOearlyOneurodevelopmentalO
phenotypesOandOrapamycinbinducedOMNKbeδ†izOsignalingcOMoleculariAutismaO2020aOffaOg 6.5 14

50 KctdfhbdeficientOmiceOdisplayOshortbtermOmemoryOimpairmentOandOsexbdependentOgeneticO
interactionscOHumaniMoleculariGeneticsaO2019aOgmaOfilibfimk 5.6 14

49 NewOgeneOdiscoveriesOhighlightOfunctionalOconvergenceOinOautismOandOrelatedOneurodevelopmentalO
disorderscOCurrentiOpinioniiniGeneticsiandiDevelopmentaO2020aOkjaOfnjbgek 4.9 13

48 yeOnovoOstructuralOmutationOratesOandOgametebofboriginObiasesOrevealedOthroughOgenomeO
sequencingOofOgahnkOfamiliescOAmericaniJournaliofiHumaniGeneticsaO2021aOfemaOjnlbkel 11 13

47 zxpectationsOandOblindOspotsOforOstructuralOvariationOdetectionOfromOlongbreadOassembliesOandO
shortbreadOgenomeOsequencingOtechnologiescOAmericaniJournaliofiHumaniGeneticsaO2021aOfemaOnfnbngm 11 13
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46
xonvergentOpatternsOofOassociationObetweenOphenylalanineOhydroxylaseOvariantsOandOschizophreniaO
inOfourOindependentOsamplescOAmericaniJournaliofiMedicaliGeneticsiPartiB:iNeuropsychiatriciGenetics
aO2009aOfjewaOjkebn

3.5 12

45 zvidenceOforOsecondarybvariantOgeneticOburdenOandOnonbrandomOdistributionOacrossObiologicalO
modulesOinOaOrecessiveOciliopathycONatureiGeneticsaO2020aOjgaOffijbffje 36.3 12

44 zstrogenbrelatedOreceptorOgammaOimplicatedOinOaOphenotypeOincludingOhearingOlossOandOmildO
developmentalOdelaycOEuropeaniJournaliofiHumaniGeneticsaO2016aOgiaOfkggbfkgk 5.3 12

43 PrioritizationOofOgenesOdrivingOcongenitalOphenotypesOofOpatientsOwithOdeOnovoOgenomicOstructuralO
variantscOGenomeiMedicineaO2019aOffaOln 14.4 11

42 vOwalancedOTranslocationOinOKallmannOSyndromeOδmplicatesOaOLongONoncodingORNvaORMSTaOasOaO
 nRβONeuronalORegulatorcOJournaliofiClinicaliEndocrinologyiandiMetabolismaO2020aOfejaO 5.6 11

41 MosaicOcopyOnumberOvariationOinOschizophreniacOEuropeaniJournaliofiHumaniGeneticsaO2013aOgfaOfeelbff 5.3 10

40 δntroductionOofOgenomicsOintoOprenatalOdiagnosticscOLancetxiTheaO2019aOhnhaOlfnblgf 40 9

39 LackOofOassociationOofOrareOfunctionalOvariantsOinOTSxfdTSxgOgenesOwithOautismOspectrumOdisordercO
MoleculariAutismaO2013aOiaOj 6.5 9

38 †unctionalOanalysisOofOupstreamOcommonOpolymorphismsOofOtheOdopamineOtransporterOgenecO
SchizophreniaiBulletinaO2010aOhkaOnllbmg 1.3 9

37 xNViewoOaOvisualizationOandOannotationOtoolOforOcopyOnumberOvariationOfromOwholebgenomeOsequencing 9

36 WholeOexomeOsequencingOanalysesOrevealOgenebmicrobiotaOinteractionsOinOtheOcontextOofOδwycOGutaO
2021aOleaOgmjbgnk 19.2 9

35 PotentialOmolecularOconsequencesOofOtransgeneOintegrationoOTheORkdgOmouseOexamplecOScientifici
ReportsaO2017aOlaOiffge 4.9 8

34 PhenotypicOinterpretationOofOcomplexOchromosomalOrearrangementsOinformedObyOnucleotideblevelO
resolutionOandOstructuralOorganizationOofOchromatincOEuropeaniJournaliofiHumaniGeneticsaO2018aOgkaOhlibhmf5.3 8

33 wiallelicOmutationOofO†wXLlOsuggestsOaOnovelOformOofOβennekamOsyndromecOAmericaniJournaliofi
MedicaliGeneticsxiPartiAaO2020aOfmgaOfmnbfni 2.5 7

32 xomplexOandOyynamicOxhromosomalORearrangementsOinOaO†amilyOWithOSeeminglyONonbMendelianO
δnheritanceOofOyopabResponsiveOyystoniacOJAMAiNeurologyaO2017aOliaOmekbmfg 17.2 6

31 βypomorphicOmutationOofOtheOmouseOβuntingtonVsOdiseaseOgeneOorthologuecOPLoSiGeneticsaO2019aO
fjaOefeellkj 6 6

30 βistoneOdeacetylaseOknockoutsOmodifyOtranscriptionaOxv OinstabilityOandOnuclearOpathologyOinO
βuntingtonOdiseaseOmicecOELifeaO2020aOnaO 8.9 6

29 LimitedOcontributionOofOrareaOnoncodingOvariationOtoOautismOspectrumOdisorderOfromOsequencingOofO
gaelkOgenomesOinOquartetOfamilies 6

(-2009)
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28 MappingOandOphasingOofOstructuralOvariationOinOpatientOgenomesOusingOnanoporeOsequencing 6

27 vOnovelOmicroduplicationOofOvRδyfwoOxlinicalaOgeneticaOandOproteomicOfindingscOAmericaniJournaliofi
MedicaliGeneticsxiPartiAaO2017aOflhaOgilmbgimi 2.5 5

26 xentersOforOMendelianO enomicsoOvOdecadeOofOfacilitatingOgeneOdiscoveryccOGeneticsiiniMedicineaO
2022aO 8.1 5

25 †amilialOthrombocytopeniaOdueOtoOaOcomplexOstructuralOvariantOresultingOinOaOWvxbvNKRygkOfusionO
transcriptcOJournaliofiExperimentaliMedicineaO2021aOgfmaO 16.6 5

24 fkpffcgOdeletionOisOassociatedOwithOhyperactivationOofOhumanOiPSxbderivedOdopaminergicOneuronO
networksOandOisOrescuedObyORβOvOinhibitionOinOvitrocONatureiCommunicationsaO2021aOfgaOgmnl 17.4 5

23  enomebencodedOcytoplasmicOdoublebstrandedORNvsaOfoundOinOvLSb†TyObrainaOpropagateOneuronalO
losscOScienceiTranslationaliMedicineaO2021aOfhaO 17.5 5

22 vOcrossbdisorderOdosageOsensitivityOmapOofOtheOhumanOgenome 5

21 RareOcodingOvariationOilluminatesOtheOallelicOarchitectureaOriskOgenesaOcellularOexpressionOpatternsaO
andOphenotypicOcontextOofOautism 4

20 PrevalenceOandOphenotypicOimpactOofOrareOpotentiallyOdamagingOvariantsOinOautismOspectrumO
disordercOMoleculariAutismaO2021aOfgaOkj 6.5 4

19  enomebzncodedOxytoplasmicOyoublebStrandedORNvsaO†oundOinOxnOR†lgOvLSb†TyOwrainaOProvokeO
PropagatedONeuronalOyeath 4

18 TranscriptionalOconsequencesOofOMwyjOdisruptionOinOmouseObrainOandOxRδSPRbderivedOneuronscO
MoleculariAutismaO2020aOffaOij 6.5 3

17 zxpectationsOandOblindOspotsOforOstructuralOvariationOdetectionOfromOshortbreadOalignmentOandO
longbreadOassembly 3

16 yeOnovoOassemblyOofOkiOhaplotypebresolvedOhumanOgenomesOofOdiverseOancestryOandOintegratedO
analysisOofOstructuralOvariation 3

15 SYxPgOtranslocationbmediatedOdysregulationOandOframeshiftOvariantsOcauseOhumanOmaleOinfertility 3

14 †unctionalOannotationOofOrareOstructuralOvariationOinOtheOhumanObrain 3

13 TheOfemaleOprotectiveOeffectOagainstOautismOspectrumOdisorder 3

12 vOdeepOlearningOapproachOtoOidentifyOgeneOtargetsOofOaOtherapeuticOforOhumanOsplicingOdisorderscO
NatureiCommunicationsaO2021aOfgaOhhhg 17.4 3

11 vddendumoOTheOmutationalOconstraintOspectrumOquantifiedOfromOvariationOinOfifaijkOhumanscO
NatureaO2021aOjnlaOzhbzi 50.4 3

Michael E Talkowski

8



10 RoleOofOtheOxhromosomeOvrchitecturalO†actorOSMxβyfOinOXbxhromosomeOδnactivationaO eneO
RegulationaOandOyiseaseOinOβumanscOGeneticsaO2019aOgfhaOkmjbleh 4 2

9 SystematicOevaluationOofOgenomeOsequencingOasOaOfirstbtierOdiagnosticOtestOforOprenatalOandO
pediatricOdisorders 2

8 ParallelizedOengineeringOofOmutationalOmodelsOusingOpiggywacOtransposonOdeliveryOofOxRδSPROlibraries 2

7 vgeOdependentOassociationOofOinbreedingOwithOriskOforOschizophreniaOinOzgyptcOSchizophreniai
ResearchaO2020aOgfkaOijebijn 3.6 1

6 TheORoleOofOvttentionOinOVestibularOProcessingcOProceedingsiofitheiHumaniFactorsiandiErgonomicsi
SocietyaO2002aOikaOgjjbgjn 0.4 1

5 yystoniabspecificOmutationsOinOTβvPfOalterOtranscriptionOofOgenesOassociatedOwithO
neurodevelopmentOandOmyelincOAmericaniJournaliofiHumaniGeneticsaO2021aOfemaOgfijbgfjm 11 1

4 PrioritizationOofOgenesOdrivingOcongenitalOphenotypesOofOpatientsOwithOdeOnovoOgenomicOstructuralOvariants 1

3 yeOnovoOstructuralOmutationOratesOandOgametebofboriginObiasesOrevealedOthroughOgenomeO
sequencingOofOgahnkOfamilies 1

2 XenopusOmodelsOsuggestOconvergenceOofOgeneOsignaturesOonOneurogenesisOinOautismcONeuronaO2021aO
fenaOlihblij 13.9 0

1 NextO enerationOSequencingOofOPrenatalOStructuralOxhromosomalORearrangementsOUsingO
LargebδnsertOLibrariescOMethodsiiniMoleculariBiologyaO2019aOfmmjaOgjfbgkj 1.4

List of Publications

9


