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57 yeneticLrelationshipLbetweenLfiveLpsychiatricLdisordersLestimatedLfromLgenomeYwideLSNPsZLNaturem
GeneticsXL2013XLfgXLkjfYkf 36.3 1628

56 sssociationLscanLofLcfXgbbLnonsynonymousLSNPsLinLfourLdiseasesLidentifiesLautoimmunityLvariantsZL
NaturemGeneticsXL2007XLekXLcedkYei 36.3 1130

55 uollaborativeLgenomeYwideLassociationLanalysisLsupportsLaLroleLforLsNKeLandLusuNscuLinLbipolarL
disorderZLNaturemGeneticsXL2008XLfbXLcbghYj 36.3 949

54 yeneticLmetaYanalysisLofLdiagnosedLslzheimerSsLdiseaseLidentifiesLnewLriskLlociLandLimplicatesLs˛†XL
tauXLimmunityLandLlipidLprocessingZLNaturemGeneticsXL2019XLgcXLfcfYfeb 36.3 917

53 TheLUKcbKLprojectLidentifiesLrareLvariantsLinLhealthLandLdiseaseZLNatureXL2015XLgdhXLjdYkb 50.4 776

52 yenomeYwideLassociationLstudyLofLuNVsLinLchXbbbLcasesLofLeightLcommonLdiseasesLandLeXbbbL
sharedLcontrolsZLNatureXL2010XLfhfXLiceYdb 50.4 639

51 MicroduplicationsLofLchpccZdLareLassociatedLwithLschizophreniaZLNaturemGeneticsXL2009XLfcXLcddeYi 36.3 550

50 SupportLforLtheLinvolvementLofLlargeLcopyLnumberLvariantsLinLtheLpathogenesisLofLschizophreniaZL
HumanmMolecularmGeneticsXL2009XLcjXLcfkiYgbe 5.6 346

49 uomprehensiveLRareLVariantLsnalysisLviaLWholeYyenomeLSequencingLtoLvetermineLtheLMolecularL
PathologyLofL’nheritedLRetinalLviseaseZLAmericanmJournalmofmHumanmGeneticsXL2017XLcbbXLigYkb 11 235

48 OperationLofLtheLschizophreniaLsusceptibilityLgeneXLneuregulinLcXLacrossLtraditionalLdiagnosticL
boundariesLtoLincreaseLriskLforLbipolarLdisorderZLArchivesmofmGeneralmPsychiatryXL2005XLhdXLhfdYj 209

47 βointLanalysisLofLpsychiatricLdisordersLincreasesLaccuracyLofLriskLpredictionLforLschizophreniaXL
bipolarLdisorderXLandLmajorLdepressiveLdisorderZLAmericanmJournalmofmHumanmGeneticsXL2015XLkhXLdjeYkf 11 161

46 RareLcopyLnumberLvariantslLaLpointLofLrarityLinLgeneticLriskLforLbipolarLdisorderLandLschizophreniaZL
ArchivesmofmGeneralmPsychiatryXL2010XLhiXLecjYdi 154

45 WholeYgenomeLsequencingLofLpatientsLwithLrareLdiseasesLinLaLnationalLhealthLsystemZLNatureXL2020XL
gjeXLkhYcbd 50.4 139

44 VariationLatLtheLvsOsayebLlocusLinfluencesLsusceptibilityLtoLmajorLmoodLepisodesLbutLnotL
psychosisLinLschizophreniaLandLbipolarLdisorderZLArchivesmofmGeneralmPsychiatryXL2006XLheXLehhYie 124

43 TargetedLNextYyenerationLSequencingLsnalysisLofLcXbbbL’ndividualsLwithL’ntellectualLvisabilityZL
HumanmMutationXL2015XLehXLcckiYdbf 4.7 122

42 MutationsLinLtheLhistoneLmethyltransferaseLgeneLKMTdtLcauseLcomplexLearlyYonsetLdystoniaZL
NaturemGeneticsXL2017XLfkXLddeYdei 36.3 116

41 SupportLforLneuregulinLcLasLaLsusceptibilityLgeneLforLbipolarLdisorderLandLschizophreniaZLBiologicalm
PsychiatryXL2008XLhfXLfckYdi 7.9 95
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40 PhenotypicLinsightsLintoLsvuYgYassociatedLdiseaseZLMovementmDisordersXL2016XLecXLcbeeYfb 7 78

39
veLnovoLlossYofYfunctionLmutationsLinLSwTvgXLencodingLaLmethyltransferaseLinLaLepdgL
microdeletionLsyndromeLcriticalLregionXLcauseLintellectualLdisabilityZLAmericanmJournalmofmHumanm
GeneticsXL2014XLkfXLhcjYdf

11 74

38 uomplexLstructuralLvariantsLinLMendelianLdisorderslLidentificationLandLbreakpointLresolutionLusingL
shortYLandLlongYreadLgenomeLsequencingZLGenomemMedicineXL2018XLcbXLkg 14.4 70

37 WholeYgenomeLsequencingLofLaLsporadicLprimaryLimmunodeficiencyLcohortZLNatureXL2020XLgjeXLkbYkg 50.4 69

36 ’ndependentLestimationLofLtheLfrequencyLofLrareLuNVsLinLtheLUKLpopulationLconfirmsLtheirLroleLinL
schizophreniaZLSchizophreniamResearchXL2012XLcegXLcYi 3.6 62

35 ’dentificationLofLaLhumanLsynaptotagminYcLmutationLthatLperturbsLsynapticLvesicleLcyclingZLJournalm
ofmClinicalmInvestigationXL2015XLcdgXLchibYj 15.9 57

34 ReciprocalLduplicationLofLtheLWilliamsYteurenLsyndromeLdeletionLonLchromosomeLiqccZdeLisL
associatedLwithLschizophreniaZLBiologicalmPsychiatryXL2014XLigXLeicYi 7.9 54

33 PolymorphismLofLtheLgYzTLtransporterLandLresponseLtoLantidepressantslLrandomisedLcontrolledL
trialZLBritishmJournalmofmPsychiatryXL2011XLckjXLfhfYic 5.4 51

32 PdRXilLsLbipolarLandLunipolarLdisorderLcandidateLsusceptibilityLgeneqZLAmericanmJournalmofmMedicalm
GeneticsmPartmB:mNeuropsychiatricmGeneticsXL2009XLcgbtXLcbheYk 3.5 47

31 tipolarLvisorderLisLassociatedLwithLtheLrshkicLpolymorphismLinLtheLgeneLencodingLcjLkvaL
TranslocatorLProteinLTTSPOUZLPsychoneuroendocrinologyXL2013XLejXLdjdhYk 5 37

30 sffectiveLtemperamentsLacrossLtheLbipolarYunipolarLspectrumlLexaminationLofLtheLTwMPSYsLinLkdiL
patientsLandLcontrolsZLJournalmofmAffectivemDisordersXL2010XLcdeXLfdYgc 6.6 33

29 snLinheritedLduplicationLatLtheLgeneLpdcLProteinYsctivatedLKinaseLiLTPsKiULisLaLriskLfactorLforL
psychosisZLHumanmMolecularmGeneticsXL2014XLdeXLeechYdh 5.6 32

28 ulinicalLandLmolecularLconsequencesLofLdiseaseYassociatedLdeLnovoLmutationsLinLSsTtdZLGeneticsminm
MedicineXL2017XLckXLkbbYkbj 8.1 30

27
uomprehensiveLuancerYPredispositionLyeneLTestingLinLanLsdultLMultipleLPrimaryLTumorLSeriesL
ShowsLaLtroadLRangeLofLveleteriousLVariantsLandLstypicalLTumorLPhenotypesZLAmericanmJournalmofm
HumanmGeneticsXL2018XLcbeXLeYcj

11 27

26 ’dentificationLofLhighLriskLv’SucLproteinLstructuralLvariantsLinLpatientsLwithLbipolarLspectrumL
disorderZLNeurosciencemLettersXL2010XLfjhXLcehYfb 3.3 27

25 ReducedLburdenLofLveryLlargeLandLrareLuNVsLinLbipolarLaffectiveLdisorderZLBipolarmDisordersXL2013XL
cgXLjkeYj 3.8 22

24
’dentificationLofLaLusuNsdvfLdeletionLinLlateLonsetLbipolarLdisorderLpatientsLandLimplicationsLforL
theLinvolvementLofLvoltageYdependentLcalciumLchannelsLinLpsychiatricLdisordersZLAmericanmJournalm
ofmMedicalmGeneticsmPartmB:mNeuropsychiatricmGeneticsXL2012XLcgktXLfhgYig

3.5 19

23 MwuPdLmissenseLmutationsLoutsideLtheLcanonicalLMtvLandLTRvLdomainsLinLmalesLwithLintellectualL
disabilityZLJournalmofmHumanmGeneticsXL2016XLhcXLkgYcbc 4.3 18
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22 NovelLsTPdsdLmutationsLinLaLlargeLsampleLofLindividualsLwithLvarierLdiseaseZLJournalmofm
DermatologyXL2013XLfbXLdgkYhh 1.6 18

21 veLNovoLTruncatingLMutationsLinLWsSxcLuauseL’ntellectualLvisabilityLwithLSeizuresZLAmericanm
JournalmofmHumanmGeneticsXL2018XLcbeXLcffYcge 11 18

20 tiYallelicLLossYofYxunctionLusuNsctLMutationsLinLProgressiveLwpilepsyYvyskinesiaZLAmericanm
JournalmofmHumanmGeneticsXL2019XLcbfXLkfjYkgh 11 17

19 tiallelicLMutationLofLsRzywxcjXL’nvolvedLinLtheLveterminationLofLwpithelialLspicobasalLPolarityXL
uausesLsdultYOnsetLRetinalLvegenerationZLAmericanmJournalmofmHumanmGeneticsXL2017XLcbbXLeefYefd 11 14

18
VariationLatLtheLystssLreceptorLgeneXLRhoLcLTystRRcULassociatedLwithLsusceptibilityLtoLbipolarL
schizoaffectiveLdisorderZLAmericanmJournalmofmMedicalmGeneticsmPartmB:mNeuropsychiatricmGeneticsXL
2010XLcgetXLcefiYk

3.5 14

17
yeneticLheterogeneityLaccordingLtoLageLatLonsetLinLbipolarLdisorderlLaLcombinedLpositionalLcloningL
andLcandidateLgeneLapproachZLAmericanmJournalmofmMedicalmGeneticsmPartmB:mNeuropsychiatricm
GeneticsXL2012XLcgktXLhgeYk

3.5 13

16 yeneYbasedLanalysisLinLzRuLimputedLgenomeLwideLassociationLdataLidentifiesLthreeLnovelLgenesLforL
slzheimerSsLdiseaseZLPLoSmONEXL2019XLcfXLebdcjccc 3.7 12

15 ReYannotationLofLckcLdevelopmentalLandLepilepticLencephalopathyYassociatedLgenesLunmasksLdeL
novoLvariantsLinZLNpjmGenomicmMedicineXL2019XLfXLec 6.2 12

14 yenotypeYphenotypeLcorrelationsLinLvarierLdiseaselLsLfocusLonLtheLneuropsychiatricLphenotypeZL
AmericanmJournalmofmMedicalmGeneticsmPartmB:mNeuropsychiatricmGeneticsXL2018XLciiXLiciYidh 3.5 12

13
xunctionalLsnalysesLofLaLNovelLSpliceLVariantLinLtheLyeneXLxoundLbyLNextLyenerationLSequencingXL
uonfirmL’tsLPathogenicityLinLaLSpanishLPatientLandLviagnoseLzimLwithLuzsRywLSyndromeZLFrontiersm
inmGeneticsXL2018XLkXLi

4.5 11

12 vNsβuhLMutationsLvisruptLvopamineLzomeostasisLinLβuvenileLParkinsonismYvystoniaZLMovementm
DisordersXL2020XLegXLcegiYcehj 7 10

11 uomplexLStructuralLVariantsLResolvedLbyLShortYReadLandLLongYReadLWholeLyenomeLSequencingLinL
MendelianLvisorders 4

10 tenefitsLandLuhallengesLofLRareLyeneticLVariationLinLslzheimerâ��sLviseaseZLCurrentmGeneticmMedicinem
ReportsXL2019XLiXLgeYhd 2.2 4

9 RareLyeneticLVariationLinLcegLxamiliesLWithLxamilyLzistoryLSuggestiveLofLXYLinkedL’ntellectualL
visabilityZLFrontiersminmGeneticsXL2019XLcbXLgij 4.5 3

8 TheL’mpactLofLuOV’vYckLonLuancerLSymptomLwxperienceLandLzelpYSeekingLtehaviourLinLtheLUnitedL
KingdomlLsLurossYSectionalLPopulationLSurveyZLSSRNmElectronicmJournalX 1 3

7
sLsystematicLassociationLmappingLonLchromosomeLhqLinLbipolarLaffectiveLdisorderYYevidenceLforLtheL
melaninYconcentratingYhormoneYreceptorYdLgeneLasLaLriskLfactorLforLbipolarLaffectiveLdisorderZL
AmericanmJournalmofmMedicalmGeneticsmPartmB:mNeuropsychiatricmGeneticsXL2010XLcgetXLjijYjf

3.5 2

6
’mpactLofLintroducingLprocalcitoninLtestingLonLantibioticLusageLinLacuteLNzSLhospitalsLduringLtheL
firstLwaveLofLuOV’vYckLinLtheLUKlLaLcontrolledLinterruptedLtimeLseriesLanalysisLofLorganizationYlevelL
dataZZLJournalmofmAntimicrobialmChemotherapyXL2022XL

5.1 2

5 NovelLKsThtLproximalLfamilialLvariantLexpandsLgenotypicLandLphenotypicLspectrumZLClinicalm
GeneticsXL2019XLkgXLeefYeeg 4 2
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4 yeneYtasedLsnalysisLinLzRuL’mputedLyenomeLWideLsssociationLvataL’dentifiesLThreeLNovelLyenesL
xorLslzheimerâ��sLvisease 1

3 yenomeYwideLsignificantLlocusLforLResearchLviagnosticLuriteriaLSchizoaffectiveLvisorderLtipolarL
typeZLAmericanmJournalmofmMedicalmGeneticsmPartmB:mNeuropsychiatricmGeneticsXL2017XLcifXLihiYiic 3.5

2 PdYccdlLNwXTLywNwRsT’ONLwXOMwLSwQUwNu’NyL’NLsLLsRywLSsMPLwLOxLsLZzw’MwRSSLPsT’wNTSL
2018XLcfXLPicdYPicd

1 ’dentificationLandLfunctionalLmodellingLofLplausiblyLcausativeLcisYregulatoryLvariantsLinLaL
highlyYselectedLcohortLwithLXYlinkedLintellectualLdisabilityZLPLoSmONEXL2021XLchXLebdghcjc 3.7
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