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i Paper IF Citations

210 xvidenceMforMaMwualZPathwayYMeZ‘itMzeneticMModelMforMyocalMvorticalMwysplasiaMandMxpilepsyaaM
Neurology:dGeneticsYM2022YMkYMeihe 3.8 1

209 PopulationZlevelMgenomeZwideMSTRMdiscoveryMandMvalidationMforMpopulationMstructureMandMgeneticM
diversityMassessmentMofMPlasmodiumMspeciesaaMPLoSdGeneticsYM2022YMdkYMedcclicg 6 1

208 zlobalMdiversityMandMbalancingMselectionMofMefMleadingMPlasmodiumMfalciparumMcandidateMvaccineM
antigensaaMPLoSdComputationaldBiologyYM2022YMdkYMedcclkcd 5 1

207 PacuioMlongZreadMampliconMsequencingMenablesMscalableMhighZresolutionMpopulationMalleleMtypingMofM
theMcomplexMvYPewiMlocusaaMCommunicationsdBiologyYM2022YMhYMdik 6.7 0

206 vellZspecificMcisZregulatoryMelementsMandMmechanismsMofMnonZcodingMgeneticMdiseaseMinMhumanM
retinaMandMretinalMorganoidsaaMDevelopmentaldCellYM2022YM 10.2 2

205 zermlineMvariantsMinMtumorMsuppressorMyuXWjMleadMtoMimpairedMubiquitinationMandMaM
neurodevelopmentalMsyndromeaaMAmericandJournaldofdHumandGeneticsYM2022YMdclYMicdZidj 11 0

204 wetectingMTandemMRepeatMxxpansionsMUsingMShortZReadMSequencingMforMvlinicalMUseaMNeuromethodsYM
2022YMdhZge 0.4 0

203 vommonMriskMvariantsMforMepilepsyMareMenrichedMinMfamiliesMpreviouslyMtargetedMforMrareMmonogenicM
variantMdiscoveryaMEBioMedicineYM2022YMkdYMdcgcjl 8.8 1

202 ProgressiveMMyoclonusMxpilepsiesmMwiagnosticMYieldMWithMNextZzenerationMSequencingMinMPreviouslyM
UnsolvedMvasesaMNeurology:dGeneticsYM2021YMjYMeigd 3.8 2

201 ’nfantileZonsetMmyoclonicMdevelopmentalMandMepilepticMencephalopathymMtMnewMRtRSeMphenotypeaM
EpilepsiadOpenYM2021YM 4 1

200 ’dentificationMofMgeneticMfactorsMinfluencingMmetabolicMdysregulationMandMretinalMsupportMforM
MacTelYMaMretinalMdisorderaMCommunicationsdBiologyYM2021YMgYMejg 6.7 5

199
ProgressiveMmyoclonusMepilepsiesZResidualMunsolvedMcasesMhaveMmarkedMgeneticMheterogeneityM
includingMdolicholZdependentMproteinMglycosylationMpathwayMgenesaMAmericandJournaldofdHumand
GeneticsYM2021YMdckYMjeeZjfk

11 10

198 xxpandingMtheMclinicalMandMradiologicalMphenotypesMofMleukoencephalopathyMdueMtoMbiallelicM‘MuSM
mutationsaMAmericandJournaldofdMedicaldGeneticsrdPartdAYM2021YMdkhYMelgdZelhc 2.5

197 vlonalMmultiZomicsMrevealsMucorMasMaMnegativeMregulatorMofMemergencyMdendriticMcellMdevelopmentaM
ImmunityYM2021YMhgYMdffkZdfhdael 32.3 5

196 younderMeffectMofMtheMTTTvtMrepeatMinsertionsMinMStMwdeMcausingMutyMxdaMEuropeandJournaldofd
HumandGeneticsYM2021YMelYMfgfZfgk 5.3 3

195 ProgressiveMMyoclonusMxpilepsyMvausedMbyMaM‘omozygousMSplicingMVariantMofMSαvjtiOSaMAnnalsdofd
NeurologyYM2021YMklYMgceZgcj 9.4 1

194 TranscriptomeManalysisMofMaMringMchromosomeMecMpatientMcohortaMEpilepsiaYM2021YMieYMeeeZeek 6.4 1
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193 ’nfanticideMvsaMinheritedMcardiacMarrhythmiasaMEuropaceYM2021YMefYMggdZghc 3.9 2

192 tMcrossZplatformMapproachMidentifiesMgeneticMregulatorsMofMhumanMmetabolismMandMhealthaMNatured
GeneticsYM2021YMhfYMhgZig 36.3 18

191
TheMclinicalMutilityMofMexomeMsequencingMandMextendedMbioinformaticManalysesMinMadolescentsMandM
adultsMwithMaMbroadMrangeMofMneurologicalMphenotypesmManMtustralianMperspectiveaMJournaldofdthed
NeurologicaldSciencesYM2021YMgecYMddjeic

3.2 4

190 verebrospinalMfluidMliquidMbiopsyMforMdetectingMsomaticMmosaicismMinMbrainaMBraindCommunicationsYM
2021YMfYMfcaaefh 4.5 17

189 vomparativeMgenomicsMrevealedMadaptiveMadmixtureMinMinMtfricaaMMicrobialdGenomicsYM2021YMjYM 4.4 4

188 vontributionMofMrareMgeneticMvariantsMtoMdrugMresponseMinMabsenceMepilepsyaMEpilepsydResearchYM2021YM
djcYMdcihfj 3 5

187 zeneticMdisruptionMofMserineMbiosynthesisMisMaMkeyMdriverMofMmacularMtelangiectasiaMtypeMeMaetiologyM
andMprogressionaMGenomedMedicineYM2021YMdfYMfl 14.4 3

186 tssociationMofMMissenseMVariantsMWithMzeneticMxpilepsyMWithMyebrileMSeizuresMPlusaMNeurologyYM2021YM
liYMeeehdZeeeic 6.5 3

185 vuttingMedgeMapproachesMtoMdetectingMbrainMmosaicismMassociatedMwithMcommonMfocalMepilepsiesmM
implicationsMforMdiagnosisMandMpotentialMtherapiesaMExpertdReviewdofdNeurotherapeuticsYM2021YMedYMdfclZdfdi4.3 0

184 tMsurveyMofMRNtMeditingMatMsingleZcellMresolutionMlinksMinterneuronsMtoMschizophreniaMandMautismaM
RnaYM2021YMejYMdgkeZdgli 5.8 2

183 weletionsMinMareMaMriskMfactorMforMantibodyZmediatedMkidneyMdiseaseaaMCelldReportsdMedicineYM2021YMeYMdccgjh18 1

182 TracingMtutismMTraitsMinMαargeMMultiplexMyamiliesMtoM’dentifyMxndophenotypesMofMtheMuroaderM
tutismMPhenotypeaMInternationaldJournaldofdMoleculardSciencesYM2020YMedYM 6.3 1

181 RapidMwiagnosisMofMSpinocerebellarMttaxiaMfiMinMaMThreeZzenerationMyamilyMUsingMShortZReadM
WholeZzenomeMSequencingMwataaMMovementdDisordersYM2020YMfhYMdijhZdijl 7 5

180 tMmissenseMmutationMinMtheMMαāαMbraceMregionMpromotesMlethalMneonatalMinflammationMandM
hematopoieticMdysfunctionaMNaturedCommunicationsYM2020YMddYMfdhc 17.4 41

179 yamilialMadultMmyoclonicMepilepsyMtypeMdMStMwdeMTTTvtMrepeatMexpansionMaroseMdjYcccMyearsMagoM
andMisMpresentMinMSriMαankanMandM’ndianMfamiliesaMEuropeandJournaldofdHumandGeneticsYM2020YMekYMljfZljk 5.3 9

178 vYαwMisMaMcausativeMgeneMforMfrontotemporalMdementiaMZMamyotrophicMlateralMsclerosisaMBrainYM2020YM
dgfYMjkfZjll 11.2 33

177 ’nheritedMRORuMpathogenicMvariantsmMOverlapMofMphotosensitiveMgeneticMgeneralizedMandMoccipitalM
lobeMepilepsyaMEpilepsiaYM2020YMidYMeefZeel 6.4 5

176 vallosalMagenesisMandMcongenitalMmirrorMmovementsmMoutcomesMassociatedMwithMwvvMmutationsaM
DevelopmentaldMedicinedanddChilddNeurologyYM2020YMieYMjhkZjie 3.3 5

(2020-2021)
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175 SevereMchildhoodMspeechMdisordermMzeneMdiscoveryMhighlightsMtranscriptionalMdysregulationaM
NeurologyYM2020YMlgYMeedgkZeedij 6.5 28

174 xxpansion‘unterMwenovomMaMcomputationalMmethodMforMlocatingMknownMandMnovelMrepeatM
expansionsMinMshortZreadMsequencingMdataaMGenomedBiologyYM2020YMedYMdce 18.3 29

173 TheMzeneticsMofMxpilepsyaMAnnualdReviewdofdGenomicsdanddHumandGeneticsYM2020YMedYMechZefc 9.7 30

172 MultipleMsclerosisMriskMvariantsMregulateMgeneMexpressionMinMinnateMandMadaptiveMimmuneMcellsaMLifed
SciencedAllianceYM2020YMfYM 5.8 10

171 zermlineMandMMosaicMVariantsMinMPRātvtMandMPRātvuMvauseMaMMultipleMvongenitalMMalformationM
SyndromeaMAmericandJournaldofdHumandGeneticsYM2020YMdcjYMljjZlkk 11 9

170 SystemicMlipidMdysregulationMisMaMriskMfactorMforMmacularMneurodegenerativeMdiseaseaMScientificd
ReportsYM2020YMdcYMdedih 4.9 7

169 SNPMbarcodesMprovideMhigherMresolutionMthanMmicrosatelliteMmarkersMtoMmeasureMPlasmodiumMvivaxM
populationMgeneticsaMMalariadJournalYM2020YMdlYMfjh 3.6 8

168 vlinicalMspectrumMofMtheMpentanucleotideMrepeatMexpansionMinMtheMgeneMinMataxiaMsyndromesaM
NeurologyYM2020YMlhYMeeldeZeelef 6.5 12

167 xpidemiologyMandMetiologyMofMinfantileMdevelopmentalMandMepilepticMencephalopathiesMinMTasmaniaaM
EpilepsiadOpenYM2019YMgYMhcgZhdc 4 4

166 SerineMandMαipidMMetabolismMinMMacularMwiseaseMandMPeripheralMNeuropathyaMNewdEnglanddJournaldofd
MedicineYM2019YMfkdYMdgeeZdgff 59.2 91

165 ’nhibitionMofMUpfeZwependentMNonsenseZMediatedMwecayMαeadsMtoMuehavioralMandM
NeurophysiologicalMtbnormalitiesMbyMtctivatingMtheM’mmuneMResponseaMNeuronYM2019YMdcgYMiihZijlaek 13.9 16

164 uioinformaticsZuasedM’dentificationMofMxxpandedMRepeatsmMtMNonZreferenceM’ntronicMPentamerM
xxpansionMinMRyvdMvausesMvtNVtSaMAmericandJournaldofdHumandGeneticsYM2019YMdchYMdhdZdih 11 80

163 RecessiveMvariantsMinMZNydgeMcauseMaMcomplexMneurodevelopmentalMdisorderMwithMintellectualM
disabilityYMspeechMimpairmentYMseizuresYMandMdystoniaaMGeneticsdindMedicineYM2019YMedYMehfeZehge 8.1 8

162 yamilialMearlyMonsetMParkinsonTsMdiseaseMcausedMbyMaMhomozygousMframeshiftMvariantMinMPtRājmM
vlinicalMfeaturesMandMliteratureMupdateaMParkinsonismdanddRelateddDisordersYM2019YMigYMfckZfdd 3.6 4

161 PathogenicMVariantsMinMzPvgMvauseMāeipertMSyndromeaMAmericandJournaldofdHumandGeneticsYM2019YM
dcgYMldgZleg 11 11

160 yatalMxnteroviralMxncephalitisMinMaMPatientMwithMvommonMVariableM’mmunodeficiencyM‘arbouringMaM
NovelMMutationMinMNyāueaMJournaldofdClinicaldImmunologyYM2019YMflYMfegZffh 5.7 7

159 worsalMlanguageMstreamManomaliesMinManMinheritedMspeechMdisorderaMBrainYM2019YMdgeYMliiZljj 11.2 9

158 zenerationMofMsevenMiPSvMlinesMfromMperipheralMbloodMmononuclearMcellsMsuitableMtoMinvestigateM
tutismMSpectrumMwisorderaMStemdCelldResearchYM2019YMflYMdcdhdi 1.6 4
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157 UltraZRareMzeneticMVariationMinMtheMxpilepsiesmMtMWholeZxxomeMSequencingMStudyMofMdjYiciM
’ndividualsaMAmericandJournaldofdHumandGeneticsYM2019YMdchYMeijZeke 11 104

156 ’ntronicMtTTTvMrepeatMexpansionsMinMSTtRwjMinMfamilialMadultMmyoclonicMepilepsyMlinkedMtoM
chromosomeMeaMNaturedCommunicationsYM2019YMdcYMglec 17.4 48

155 zeneticMtnalysisMofMPatientsMWhoMxxperiencedMtwarenessMwithMRecallMwhileMunderMzeneralM
tnesthesiaaMAnesthesiologyYM2019YMdfdYMljgZlke 4.3 4

154 UnstableMTTTTtbTTTvtMexpansionsMinMMtRv‘iMareMassociatedMwithMyamilialMtdultMMyoclonicM
xpilepsyMtypeMfaMNaturedCommunicationsYM2019YMdcYMgldl 17.4 58

153 ReanalysisMandMoptimisationMofMbioinformaticMpipelinesMisMcriticalMforMmutationMdetectionaMHumand
MutationYM2019YMgcYMfjgZfjl 4.7 6

152 dtanglemMaccurateMandMrobustMcellMtypeMdeconvolutionaMBioinformaticsYM2019YMfhYMeclfZecll 7.2 30

151 SpliceZalteringMvariantMinMvOαddtdMasMaMcauseMofMnonsyndromicMhearingMlossMwyNtfjaMGeneticsdind
MedicineYM2019YMedYMlgkZlhg 8.1 26

150 tMsetMofMregulatoryMgenesMcoZexpressedMinMembryonicMhumanMbrainMisMimplicatedMinMdisruptedMspeechM
developmentaMMoleculardPsychiatryYM2019YMegYMdcihZdcjk 15.1 62

149 yunctionalManalysisMofMaMhypomorphicMalleleMshowsMthatMMMPdgMcatalyticMactivityMisMtheMprimeM
determinantMofMtheMWinchesterMsyndromeMphenotypeaMHumandMoleculardGeneticsYM2018YMejYMejjhZejkk 5.6 16

148 weMnovoMandMinheritedMprivateMvariantsMinMMtPduMinMperiventricularMnodularMheterotopiaaMPLoSd
GeneticsYM2018YMdgYMedccjekd 6 27

147 RecentMadvancesMinMtheMdetectionMofMrepeatMexpansionsMwithMshortZreadMnextZgenerationM
sequencingaMFwvvvResearchYM2018YMjYM 3.6 42

146
’ncreasinglyMinbredMandMfragmentedMpopulationsMofMPlasmodiumMvivaxMassociatedMwithMtheMeastwardM
declineMinMmalariaMtransmissionMacrossMtheMSouthwestMPacificaMPLoSdNeglecteddTropicaldDiseasesYM2018
YMdeYMecccidgi

4.8 16

145 MosaicMuniparentalMdisomyMresultsMinMzMdMgangliosidosisMwithMnormalMenzymeMassayaMAmericand
JournaldofdMedicaldGeneticsrdPartdAYM2018YMdjiYMefcZefg 2.5 2

144 vomparisonMofMclusteringMtoolsMinMRMforMmediumZsizedMdcxMzenomicsMsingleZcellMRNtZsequencingM
dataaMFwvvvResearchYM2018YMjYMdelj 3.6 65

143 zeneticMinvestigationMintoManMincreasedMsusceptibilityMtoMbiliaryMatresiaMinManMextendedMNewMZealandM
M˜�oriMfamilyaMBMCdMedicaldGenomicsYM2018YMddYMded 3.7 3

142 wetectingMxxpansionsMofMTandemMRepeatsMinMvohortsMSequencedMwithMShortZReadMSequencingMwataaM
AmericandJournaldofdHumandGeneticsYM2018YMdcfYMkhkZkjf 11 51

141 vomparisonMofMclusteringMtoolsMinMRMforMmediumZsizedMdcxMzenomicsMsingleZcellMRNtZsequencingM
dataaMFwvvvResearchYM2018YMjYMdelj 3.6 95

140 ’dentityZbyZdescentManalysesMforMmeasuringMpopulationMdynamicsMandMselectionMinMrecombiningM
pathogensaMPLoSdGeneticsYM2018YMdgYMedccjejl 6 42

(2018-2019)
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139 RecessiveMSpondylocarpotarsalMSynostosisMSyndromeMwueMtoMvompoundM‘eterozygosityMforM
VariantsMinMMY‘faMAmericandJournaldofdHumandGeneticsYM2018YMdceYMdddhZddeh 11 10

138 xvidenceMofMlinkageMtoMchromosomeMhpdfaeZqddadMinMaMlargeMinbredMfamilyMwithMgeneticMgeneralizedM
epilepsyaMEpilepsiaYM2018YMhlYMedehZedel 6.4 2

137 x’yeSfMMutationsMtssociatedMwithMSevereMXZαinkedM’ntellectualMwisabilityMSyndromeMMx‘MOaM
HumandMutationYM2017YMfkYMgclZgeh 4.7 41

136 MutationsMinMwvvMcauseMisolatedMagenesisMofMtheMcorpusMcallosumMwithMincompleteMpenetranceaM
NaturedGeneticsYM2017YMglYMhddZhdg 36.3 54

135 zenomeZwideManalysesMidentifyMcommonMvariantsMassociatedMwithMmacularMtelangiectasiaMtypeMeaM
NaturedGeneticsYM2017YMglYMhhlZhij 36.3 75

134 SvNdtMclinicalMspectrumMincludesMtheMselfZlimitedMfocalMepilepsiesMofMchildhoodaMEpilepsydResearchYM
2017YMdfdYMlZdg 3 4

133 yamilialMepilepsyMwithManteriorMpolymicrogyriaMasMaMpresentationMofMvOαdktdMmutationsaMEuropeand
JournaldofdMedicaldGeneticsYM2017YMicYMgfjZggf 2.6 9

132 tMSαvfltkMvariantMcausesMmanganeseMdeficiencyYMandMglycosylationMandMmitochondrialMdisordersaM
JournaldofdInheriteddMetabolicdDiseaseYM2017YMgcYMeidZeil 5.4 70

131 weMNovoMMutationsMinMPPPfvtMvauseMSevereMNeurodevelopmentalMwiseaseMwithMSeizuresaMAmericand
JournaldofdHumandGeneticsYM2017YMdcdYMhdiZheg 11 29

130 NeuropathologyMofMchildhoodZonsetMbasalMgangliaMdegenerationMcausedMbyMmutationMofaMAnnalsdofd
ClinicaldanddTranslationaldNeurologyYM2017YMgYMkhlZkig 5.3 14

129 brainZcoXmMinvestigatingMandMvisualisingMgeneMcoZexpressionMinMsevenMhumanMbrainMtranscriptomicM
datasetsaMGenomedMedicineYM2017YMlYMhh 14.4 5

128 wiagnosisMandMmisdiagnosisMofMadultMneuronalMceroidMlipofuscinosisMUāufsMdiseaseVaMNeurologyYM2016YM
kjYMhjlZkg 6.5 19

127 MultiplexMfamiliesMwithMepilepsymMSuccessMofMclinicalMandMmolecularMgeneticMcharacterizationaM
NeurologyYM2016YMkiYMjdfZee 6.5 22

126 X’uwmMsoftwareMforMinferringMpairwiseMidentityMbyMdescentMonMtheMXMchromosomeaMBioinformaticsYM
2016YMfeYMefklZld 7.2 10

125
StructurallyMconservedMerythrocyteZbindingMdomainMinMPlasmodiumMprovidesMaMversatileMscaffoldMforM
alternateMreceptorMengagementaMProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUnitedd
StatesdofdAmericaYM2016YMddfYMxdldZecc

11.5 34

124 MitochondrialMzenomeMSequenceMofMtheMScabiesMMiteMProvidesM’nsightMintoMtheMzeneticMwiversityMofM
’ndividualMScabiesM’nfectionsaMPLoSdNeglecteddTropicaldDiseasesYM2016YMdcYMecccgfkg 4.8 23

123 ’dentityMbyMdescentMfineMmappingMofMfamilialMadultMmyoclonusMepilepsyMUytMxVMtoMepddaeZeqddaeaM
HumandGeneticsYM2016YMdfhYMdddjZeh 6.3 16

122 uiallelicMMutationsMinMTMxMdeiuMvauseMSevereMvomplexM’MweficiencyMwithMaMVariableMvlinicalM
PhenotypeaMAmericandJournaldofdHumandGeneticsYM2016YMllYMedjZej 11 45
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121 ’nMsilicoMprioritizationMbasedMonMcoexpressionMcanMaidMepilepticMencephalopathyMgeneMdiscoveryaM
Neurology:dGeneticsYM2016YMeYMehd 3.8 15

120 xvaluationMofMnonZcodingMvariationMinMzαUTdMdeficiencyaMDevelopmentaldMedicinedanddChildd
NeurologyYM2016YMhkYMdelhZdfce 3.3 19

119 ‘eterozygousMmutationsMinMcauseMjuvenileMperoxisomalMwZbifunctionalMproteinMdeficiencyaM
Neurology:dGeneticsYM2016YMeYMeddg 3.8 14

118 xarlyMneuroimagingMmarkersMofMyOXPeMintragenicMdeletionaMScientificdReportsYM2016YMiYMfhdle 4.9 15

117
tαPāfZdeficientMcardiomyocytesMgeneratedMfromMpatientZderivedMinducedMpluripotentMstemMcellsM
andMmutantMhumanMembryonicMstemMcellsMdisplayMabnormalMcalciumMhandlingMandMestablishMthatM
tαPāfMdeficiencyMunderliesMfamilialMcardiomyopathyaMEuropeandHeartdJournalYM2016YMfjYMehkiZlc

9.5 28

116 wominantMāvNteMmutationMcausesMepisodicMataxiaMandMpharmacoresponsiveMepilepsyaMNeurologyYM
2016YMkjYMdljhZdlkg 6.5 50

115 yamilialMcorticalMdysplasiaMcausedMbyMmutationMinMtheMmammalianMtargetMofMrapamycinMregulatorM
NPRαfaMAnnalsdofdNeurologyYM2016YMjlYMdfeZj 9.4 90

114 ‘omozygousMmutationMofMSTXuPhαMexplainsManMautosomalMrecessiveMinfantileZonsetM
neurodegenerativeMdisorderaMHumandMoleculardGeneticsYM2015YMegYMecccZdc 5.6 14

113 MyoclonicMoccipitalMphotosensitiveMepilepsyMwithMdystoniaMUMOPxwVmMtMfamilialMepilepsyMsyndromeaM
EpilepsydResearchYM2015YMddgYMlkZdch 3 7

112 ’denticalMbyMdescentMαdvtMMmutationMinMtwoMapparentlyMunrelatedMfamiliesMwithMintellectualM
disabilityMwithoutMαdMsyndromeaMEuropeandJournaldofdMedicaldGeneticsYM2015YMhkYMfigZk 2.6 11

111 PlasmodiumMvivaxMpopulationsMareMmoreMgeneticallyMdiverseMandMlessMstructuredMthanMsympatricM
PlasmodiumMfalciparumMpopulationsaMPLoSdNeglecteddTropicaldDiseasesYM2015YMlYMecccfifg 4.8 53

110 WholeMexomeMsequencingMcombinedMwithMlinkageManalysisMidentifiesMaMnovelMfMbpMdeletionMinMNRhtdaM
EuropeandJournaldofdHumandGeneticsYM2015YMefYMgkiZlf 5.3 23

109 zNxMmyopathyMinMRomaMpatientsMhomozygousMforMtheMpa’idkTMfounderMmutationaMNeuromusculard
DisordersYM2015YMehYMjdfZk 2.9 21

108 PR’MtdMmutationmMaMnewMcauseMofMnocturnalMfrontalMlobeMepilepsyaMAnnalsdofdClinicaldandd
TranslationaldNeurologyYM2015YMeYMkedZfc 5.3 19

107 vompleteMcallosalMagenesisYMpontocerebellarMhypoplasiaYMandMaxonalMneuropathyMdueMtoMtMPweM
lossaMNeurology:dGeneticsYM2015YMdYMedi 3.8 25

106 SystematicMnoiseMdegradesMgeneMcoZexpressionMsignalsMbutMcanMbeMcorrectedaMBMCdBioinformaticsYM
2015YMdiYMfcl 3.6 35

105 vpipemMaMsharedMvariantMdetectionMpipelineMdesignedMforMdiagnosticMsettingsaMGenomedMedicineYM2015YM
jYMik 14.4 62

104 MutationMofMtheMnuclearMlaminMgeneMαMNueMinMprogressiveMmyoclonusMepilepsyMwithMearlyMataxiaaM
HumandMoleculardGeneticsYM2015YMegYMggkfZlc 5.6 33

(2015-2016)
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103 ‘emisphericMcorticalMdysplasiaMsecondaryMtoMaMmosaicMsomaticMmutationMinMMTORaMNeurologyYM2015YM
kgYMecelZfe 6.5 54

102 yamilialMcorticalMdysplasiaMtypeM’’tMcausedMbyMaMgermlineMmutationMinMwxPwvhaMAnnalsdofdClinicaldandd
TranslationaldNeurologyYM2015YMeYMhjhZkc 5.3 73

101 ‘ighZresolutionMcharacterizationMofMsequenceMsignaturesMdueMtoMnonZrandomMcleavageMofMcellZfreeM
wNtaMBMCdMedicaldGenomicsYM2015YMkYMel 3.7 73

100 UsingMfamilialMinformationMforMvariantMfilteringMinMhighZthroughputMsequencingMstudiesaMHumand
GeneticsYM2014YMdffYMdffdZgd 6.3 8

99 MutationsMinMSPRTNMcauseMearlyMonsetMhepatocellularMcarcinomaYMgenomicMinstabilityMandMprogeroidM
featuresaMNaturedGeneticsYM2014YMgiYMdeflZgg 36.3 130

98
αossZofZfunctionM‘wtvkMmutationsMcauseMaMphenotypicMspectrumMofMvorneliaMdeMαangeM
syndromeZlikeMfeaturesYMocularMhypertelorismYMlargeMfontanelleMandMXZlinkedMinheritanceaMHumand
MoleculardGeneticsYM2014YMefYMekkkZlcc

5.6 99

97 tMfounderMmutationMinMPxTdccMcausesMisolatedMcomplexM’VMdeficiencyMinMαebaneseMindividualsMwithM
αeighMsyndromeaMAmericandJournaldofdHumandGeneticsYM2014YMlgYMeclZee 11 49

96 UseMofMcopyMnumberMdeletionMpolymorphismsMtoMassessMwNtMchimerismaMClinicaldChemistryYM2014YMicYMddchZdg5.5 17

95 ’nvestigatingMandMcorrectingMplasmaMwNtMsequencingMcoverageMbiasMtoMenhanceManeuploidyM
discoveryaMPLoSdONEYM2014YMlYMekillf 3.7 15

94 ‘arnessingMgeneMexpressionMnetworksMtoMprioritizeMcandidateMepilepticMencephalopathyMgenesaMPLoSd
ONEYM2014YMlYMedcecjl 3.7 22

93 ’dentificationMofMaMnovelMRNyedfMvariantMinMaMfamilyMwithMheterogeneousMintracerebralMvasculopathyaM
InternationaldJournaldofdStrokeYM2014YMlYMxeiZj 6.3 9

92 MutationsMinMRtufluMcauseMXZlinkedMintellectualMdisabilityMandMearlyZonsetMParkinsonMdiseaseMwithM
˛–ZsynucleinMpathologyaMAmericandJournaldofdHumandGeneticsYM2014YMlhYMjelZfh 11 153

91 MutationsMinMS‘fPXweuMcauseMuorroneMdermatoZcardioZskeletalMsyndromeaMEuropeandJournaldofd
HumandGeneticsYM2014YMeeYMjgdZj 5.3 26

90 vandidateMdiseaseMgeneMpredictionMusingMzentrepidmMapplicationMtoMaMgenomeZwideMassociationM
studyMonMcoronaryMarteryMdiseaseaMMoleculardGeneticsdkamp;dGenomicdMedicineYM2014YMeYMggZhj 2.3 10

89 watingMrareMmutationsMfromMsmallMsamplesMwithMdenseMmarkerMdataaMGeneticsYM2014YMdljYMdfdhZej 4 35

88 SmallMintragenicMdeletionMinMyOXPeMassociatedMwithMchildhoodMapraxiaMofMspeechMandMdysarthriaaM
AmericandJournaldofdMedicaldGeneticsrdPartdAYM2013YMdidtYMefedZi 2.5 54

87 tnM˛–ZxZcateninMUvTNNtdVMmutationMinMhereditaryMdiffuseMgastricMcanceraMJournaldofdPathologyYM2013YM
eelYMiedZl 9.4 138

86 TNorthMSeaTMprogressiveMmyoclonusMepilepsymMphenotypeMofMsubjectsMwithMzOSReMmutationaMBrainYM
2013YMdfiYMddgiZhg 11.2 49
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85 tutosomalMdominantMvasovagalMsyncopemMclinicalMfeaturesMandMlinkageMtoMchromosomeMdhqeiaM
NeurologyYM2013YMkcYMdgkhZlf 6.5 15

84 vathepsinMyMmutationsMcauseMTypeMuMāufsMdiseaseYManMadultZonsetMneuronalMceroidMlipofuscinosisaM
HumandMoleculardGeneticsYM2013YMeeYMdgdjZef 5.6 90

83 vhallengesMofMdiagnosticMexomeMsequencingMinManMinbredMfounderMpopulationaMMoleculardGeneticsd
kamp;dGenomicdMedicineYM2013YMdYMjdZi 2.3 11

82 MissenseMmutationsMinMtheMsodiumZgatedMpotassiumMchannelMgeneMāvNTdMcauseMsevereMautosomalM
dominantMnocturnalMfrontalMlobeMepilepsyaMNaturedGeneticsYM2012YMggYMddkkZlc 36.3 253

81 tutosomalZrecessiveMcongenitalMcerebellarMataxiaMisMcausedMbyMmutationsMinMmetabotropicM
glutamateMreceptorMdaMAmericandJournaldofdHumandGeneticsYM2012YMldYMhhfZig 11 67

80 StrikinglyMdifferentMclinicopathologicalMphenotypesMdeterminedMbyMprogranulinZmutationMdosageaM
AmericandJournaldofdHumandGeneticsYM2012YMlcYMddceZj 11 336

79 tutosomalMdominantMcongenitalMspinalMmuscularMatrophymMaMtrueMformMofMspinalMmuscularMatrophyM
causedMbyMearlyMlossMofManteriorMhornMcellsaMBrainYM2012YMdfhYMdjdgZef 11.2 18

78
ProteomicMandMmetabolomicManalysesMofMmitochondrialMcomplexM’ZdeficientMmouseMmodelMgeneratedM
byMspontaneousMueMshortMinterspersedMnuclearMelementMUS’NxVMinsertionMintoMNtw‘MdehydrogenaseM
UubiquinoneVMyeZSMproteinMgMUNdufsgVMgeneaMJournaldofdBiologicaldChemistryYM2012YMekjYMeciheZif

5.4 42

77 yamilialMadultMmyoclonicMepilepsymMrecognitionMofMmildMphenotypesMandMrefinementMofMtheMeqMlocusaM
ArchivesdofdNeurologyYM2012YMilYMgjgZkd 25

76
’dentificationMofMimprovedM’αekuMSNPsMandMhaplotypesMforMpredictionMofMdrugMresponseMinMtreatmentM
ofMhepatitisMvMusingMmassivelyMparallelMsequencingMinMaMcrossZsectionalMxuropeanMcohortaMGenomed
MedicineYM2011YMfYMhj

14.4 57

75 tnMxNUZinducedMmutationMofMvdhefMcausesMcongenitalMhearingMlossYMbutMnoMvestibularMdysfunctionYM
inMmiceaMAmericandJournaldofdPathologyYM2011YMdjlYMlcfZdg 5.8 23

74 ReducingMtheMexomeMsearchMspaceMforMmendelianMdiseasesMusingMgeneticMlinkageManalysisMofMexomeM
genotypesaMGenomedBiologyYM2011YMdeYMRkh 18.3 66

73 ‘umanMandMmouseMmutationsMinMWwRfhMcauseMshortZribMpolydactylyMsyndromesMdueMtoMabnormalM
ciliogenesisaMAmericandJournaldofdHumandGeneticsYM2011YMkkYMhckZdh 11 106

72 tMmutationMinMsynaptojaninMeMcausesMprogressiveMhearingMlossMinMtheMxNUZmutagenisedMmouseMstrainM
MozartaMPLoSdONEYM2011YMiYMedjicj 3.7 32

71 αossZofZfunctionMmutationsMofM’αwRdMcauseMautosomalZrecessiveMhearingMimpairmentMwyNugeaM
AmericandJournaldofdHumandGeneticsYM2011YMkkYMdejZfj 11 87

70 āufsMdiseaseYMtheMmajorMadultMformMofMneuronalMceroidMlipofuscinosisYMcausedMbyMmutationsMinMvαNiaM
AmericandJournaldofdHumandGeneticsYM2011YMkkYMhiiZjf 11 114

69 tMmutationMinMtheMzolgiMQbZSNtRxMgeneMzOSReMcausesMprogressiveMmyoclonusMepilepsyMwithMearlyM
ataxiaaMAmericandJournaldofdHumandGeneticsYM2011YMkkYMihjZif 11 85

68 tnalysisMofMgenomeZwideMassociationMstudyMdataMusingMtheMproteinMknowledgeMbaseaMBMCdGeneticsYM
2011YMdeYMlk 2.6 9
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67 zenomeZwideMmetaZanalysisMidentifiesMnovelMmultipleMsclerosisMsusceptibilityMlociaMAnnalsdofd
NeurologyYM2011YMjcYMkljZlde 9.4 263

66 XMchromosomeMassociationMtestingMinMgenomeMwideMassociationMstudiesaMGeneticdEpidemiologyYM2011YM
fhYMiigZjc 2.6 31

65 xvidenceMforMaMcommonMgeneticMaetiologyMinMhighZriskMfamiliesMwithMmultipleMhaematologicalM
malignancyMsubtypesaMBritishdJournaldofdHaematologyYM2010YMdhcYMghiZie 4.5 7

64 MultipleMsclerosisMsusceptibilityZassociatedMSNPsMdoMnotMinfluenceMdiseaseMseverityMmeasuresMinMaM
cohortMofMtustralianMMSMpatientsaMPLoSdONEYM2010YMhYMedcccf 3.7 39

63 tMpolymorphismMinMtheM‘αtZwPudMgeneMisMassociatedMwithMsusceptibilityMtoMmultipleMsclerosisaMPLoSd
ONEYM2010YMhYMedfghg 3.7 43

62 tMrecombinationMhotspotMleadsMtoMsequenceMvariabilityMwithinMaMnovelMgeneMUtācchihdVMandM
contributesMtoMtypeMdMdiabetesMsusceptibilityaMGenomedResearchYM2010YMecYMdielZfk 9.7 13

61 SalivaZderivedMwNtMperformsMwellMinMlargeZscaleYMhighZdensityMsingleZnucleotideMpolymorphismM
microarrayMstudiesaMCancerdEpidemiologydBiomarkersdanddPreventionYM2010YMdlYMjlgZk 4 47

60 weficiencyMofMhZhydroxyisourateMhydrolaseMcausesMhepatomegalyMandMhepatocellularMcarcinomaMinM
miceaMProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesdofdAmericaYM2010YMdcjYMdiiehZfc11.5 24

59 TheMTasmanianMdevilMtranscriptomeMrevealsMSchwannMcellMoriginsMofMaMclonallyMtransmissibleMcanceraM
ScienceYM2010YMfejYMkgZj 33.3 188

58
MutationMofMtheMmitochondrialMtyrosylZtRNtMsynthetaseMgeneYMYtRSeYMcausesMmyopathyYMlacticM
acidosisYMandMsideroblasticManemiaZZMαtStMsyndromeaMAmericandJournaldofdHumandGeneticsYM2010YM
kjYMheZl

11 190

57 tMfocalMepilepsyMandMintellectualMdisabilityMsyndromeMisMdueMtoMaMmutationMinMTuvdwegaMAmericand
JournaldofdHumandGeneticsYM2010YMkjYMfjdZh 11 100

56 zenomeZwideMlinkageMscanMandMassociationMstudyMofMPtRαMtoMtheMexpressionMofMα‘ONMfamiliesMinM
ThailandaMHumandGeneticsYM2010YMdekYMflZgl 6.3 41

55
vomparingMtheMfrequencyMofMcommonMgeneticMvariantsMandMhaplotypesMbetweenMcarriersMandM
nonZcarriersMofMuRvtdMandMuRvteMdeleteriousMmutationsMinMtustralianMwomenMdiagnosedMwithM
breastMcancerMbeforeMgcMyearsMofMageaMBMCdCancerYM2010YMdcYMgii

4.8 6

54 tMnovelMmutationMinMvOv‘ZimplicationsMforMgenotypeZphenotypeMcorrelationsMinMwyNtlMhearingM
lossaMLaryngoscopeYM2010YMdecYMegklZlf 3.6 18

53 zeneratingMlinkageMmappingMfilesMfromMtffymetrixMSNPMchipMdataaMBioinformaticsYM2009YMehYMdlidZe 7.2 52

52
tMvavfaeMTZtypeMcalciumMchannelMpointMmutationMhasMspliceZvariantZspecificMeffectsMonMfunctionMandM
segregatesMwithMseizureMexpressionMinMaMpolygenicMratMmodelMofMabsenceMepilepsyaMJournaldofd
NeuroscienceYM2009YMelYMfjdZkc

6.6 147

51 tMnovelMspliceMsiteMmutationMinMtheMRwXMgeneMcausesMwyNuegMhearingMlossMinManM’ranianMfamilyaM
AmericandJournaldofdMedicaldGeneticsrdPartdAYM2009YMdgltYMhhhZk 2.5 14

50 MutationsMinMtheMfirstMMyT‘gMdomainMofMMYOdhtMareMaMcommonMcauseMofMwyNufMhearingMlossaM
LaryngoscopeYM2009YMddlYMjejZff 3.6 38
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49 tMnovelMassociationMbetweenMaMSNPMinMvYuRwdMandMserumMferritinMlevelsMinMaMcohortMstudyMofM‘yxM
hereditaryMhaemochromatosisaMBritishdJournaldofdHaematologyYM2009YMdgjYMdgcZl 4.5 49

48 zenomeZwideMassociationMstudyMidentifiesMnewMmultipleMsclerosisMsusceptibilityMlociMonM
chromosomesMdeMandMecaMNaturedGeneticsYM2009YMgdYMkegZk 36.3 432

47 ’αekuMisMassociatedMwithMresponseMtoMchronicMhepatitisMvMinterferonZalphaMandMribavirinMtherapyaM
NaturedGeneticsYM2009YMgdYMddccZg 36.3 1636

46 MutationsMinMαOX‘wdYManMevolutionarilyMconservedMstereociliaryMproteinYMdisruptMhairMcellMfunctionMinM
miceMandMcauseMprogressiveMhearingMlossMinMhumansaMAmericandJournaldofdHumandGeneticsYM2009YMkhYMfekZfj11 108

45 ’ronZoverloadZrelatedMdiseaseMinM‘yxMhereditaryMhemochromatosisaMNewdEnglanddJournaldofdMedicine
YM2008YMfhkYMeedZfc 59.2 516

44 tMmouseMmodelMofMharlequinMichthyosisMdelineatesMaMkeyMroleMforMtbcadeMinMlipidMhomeostasisaMPLoSd
GeneticsYM2008YMgYMedcccdle 6 63

43 PolycombMrepressiveMcomplexMeMUPRveVMrestrictsMhematopoieticMstemMcellMactivityaMPLoSdBiologyYM
2008YMiYMelf 9.7 88

42 SNPMselectionMforMgenesMofMironMmetabolismMinMaMstudyMofMgeneticMmodifiersMofMhemochromatosisaM
BMCdMedicaldGeneticsYM2008YMlYMdk 2.1 18

41 MultipointMapproximationsMofMidentityZbyZdescentMprobabilitiesMforMaccurateMlinkageManalysisMofM
distantlyMrelatedMindividualsaMAmericandJournaldofdHumandGeneticsYM2008YMkeYMicjZee 11 8

40 trrayZbasedMgeneMdiscoveryMwithMthreeMunrelatedMsubjectsMshowsMSvtRuebα’MPZeMdeficiencyMcausesM
myoclonusMepilepsyMandMglomerulosclerosisaMAmericandJournaldofdHumandGeneticsYM2008YMkeYMijfZkg 11 205

39 MutationsMinMcontactinZdYMaMneuralMadhesionMandMneuromuscularMjunctionMproteinYMcauseMaMfamilialM
formMofMlethalMcongenitalMmyopathyaMAmericandJournaldofdHumandGeneticsYM2008YMkfYMjdgZeg 11 62

38 tMnovelMspliceMsiteMmutationMinMxYtgMcausesMwyNtdcMhearingMlossaMAmericandJournaldofdMedicald
GeneticsrdPartdAYM2007YMdgftYMdhllZicg 2.5 32

37 āeipertMsyndromeMUNasodigitoacousticMsyndromeVMisMXZlinkedMandMmapsMtoMXqeeaeZXqekaMAmericand
JournaldofdMedicaldGeneticsrdPartdAYM2007YMdgftYMeefiZgd 2.5 8

36 MolecularMcharacterizationMofMaMnovelMXZlinkedMsyndromeMinvolvingMdevelopmentalMdelayMandM
deafnessaMAmericandJournaldofdMedicaldGeneticsrdPartdAYM2007YMdgftYMehigZjh 2.5 9

35 wevelopmentMofMplasmacytoidMandMconventionalMdendriticMcellMsubtypesMfromMsingleMprecursorMcellsM
derivedMinMvitroMandMinMvivoaMNaturedImmunologyYM2007YMkYMdedjZei 19.1 608

34 tnalysisMofMextendedM‘αtMhaplotypesMinMmultipleMsclerosisMandMnarcolepsyMfamiliesMconfirmsMaM
predisposingMeffectMforMtheMclassM’MregionMinMTasmanianMMSMpatientsaMImmunogeneticsYM2007YMhlYMdjjZki 3.2 12

33 ProbabilisticManalysisMofMrecessiveMmutagenesisMscreenMstrategiesaMMammaliandGenomeYM2007YMdkYMhZee 3.2 4

32 TheMadvantagesMofMdenseMmarkerMsetsMforMlinkageManalysisMwithMveryMlargeMfamiliesaMHumandGeneticsYM
2007YMdedYMghlZik 6.3 3
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31 tgmdbPgmfZmediatedMsugarMnucleotideMsynthesisMisMessentialMforMhematopoiesisMandMdevelopmentaM
MoleculardanddCellulardBiologyYM2007YMejYMhkglZhl 4.8 45

30 MappingMofMtheMPlasmodiumMchabaudiMresistanceMlocusMchareaMInfectiondanddImmunityYM2006YMjgYMhkdgZl 3.7 10

29 vochlearMimplantsMforMwyNtdjMdeafnessaMLaryngoscopeYM2006YMddiYMeeddZh 3.6 17

28 wetectingMgenomeMwideMhaplotypeMsharingMusingMSNPMorMmicrosatelliteMhaplotypeMdataaMHumand
GeneticsYM2006YMddlYMfkZhc 6.3 10

27 OnMtheMutilityMofMdataMfromMtheM’nternationalM‘apMapMProjectMforMtustralianMassociationMstudiesaM
HumandGeneticsYM2006YMddlYMeecZe 6.3 18

26
zenomewideMlinkageMstudyMinMdYdjiMaffectedMsisterMpairMfamiliesMidentifiesMaMsignificantM
susceptibilityMlocusMforMendometriosisMonMchromosomeMdcqeiaMAmericandJournaldofdHumandGeneticsYM
2005YMjjYMfihZji

11 173

25 tMnovelMXZlinkedMformMofMcongenitalMfiberZtypeMdisproportionaMAnnalsdofdNeurologyYM2005YMhkYMjijZje 9.4 25

24 ’dentifyingMnineteenthMcenturyMgenealogicalMlinksMfromMgenotypesaMHumandGeneticsYM2005YMddjYMdkkZll 6.3 17

23 MultipleMsclerosismMaMhaplotypeMassociationMstudyaMNovartisdFoundationdSymposiumYM2005YMeijYMfdZlnM
discussionMflZgh 1

22 wominantlyMinheritedMataxiaMandMdysphoniaMwithMdentateMcalcificationmMspinocerebellarMataxiaMtypeM
ecaMBrainYM2004YMdejYMddjeZkd 11.2 87

21 xxtendedMhaplotypeManalysisMinMtheM‘αtMcomplexMrevealsManMincreasedMfrequencyMofMtheM‘yxZvekeYM
mutationMinMindividualsMwithMmultipleMsclerosisaMHumandGeneticsYM2004YMddgYMhjfZkc 6.3 35

20 uloodMpressureMQTαsMidentifiedMbyMgenomeZwideMlinkageManalysisMandMdependenceMonMassociatedM
phenotypesaMPhysiologicaldGenomicsYM2002YMkYMllZdch 3.6 35

19 SNPsMinMputativeMregulatoryMregionsMidentifiedMbyMhumanMmouseMcomparativeMsequencingMandM
transcriptionMfactorMbindingMsiteMdataaMMammaliandGenomeYM2002YMdfYMhhgZj 3.2 9

18 zenomeZwideMlinkageManalysisMofMtheMacuteMcoronaryMsyndromeMsuggestsMaMlocusMonMchromosomeMeaM
ArteriosclerosisrdThrombosisrdanddVasculardBiologyYM2002YMeeYMkjgZk 9.4 109

17 tnMethylZnitrosoureaZinducedMpointMmutationMinMphexMcausesMexonMskippingYMxZlinkedM
hypophosphatemiaYMandMricketsaMAmericandJournaldofdPathologyYM2002YMdidYMdlehZff 5.8 30

16 zeneticMdissectionMofMtheMhumanMleukocyteMantigenMregionMbyMuseMofMhaplotypesMofMTasmaniansMwithM
multipleMsclerosisaMAmericandJournaldofdHumandGeneticsYM2002YMjcYMddehZfj 11 81

15 voalescenceMtimeMforMtwoMgenesMfromMaMsubdividedMpopulationaMJournaldofdMathematicaldBiologyYM
2001YMgfYMfljZgdc 2 21

14 ’nferenceMfromMgeneMtreesMinMaMsubdividedMpopulationaMTheoreticaldPopulationdBiologyYM2000YMhjYMjlZlh 1.2 156
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13 ’dentificationMandManalysisMofMerrorMtypesMinMhighZthroughputMgenotypingaMAmericandJournaldofd
HumandGeneticsYM2000YMijYMjejZfi 11 150

12 TheMexpectedMnumberMofMallelesMinMaMgeneMconversionMmodelMwithMmutationaMTheoreticaldPopulationd
BiologyYM1999YMhiYMeihZjj 1.2 1

11 SegregatingMsitesMinMaMgeneMconversionMmodelMwithMmutationaMTheoreticaldPopulationdBiologyYM1998YM
hgYMegfZhi 1.2 5

10 RealMtimeYMfieldZdeployableMwholeMgenomeMsequencingMofMmalariaMparasitesMusingMnanoporeMtechnology 1

9 ’dentityZbyZdescentManalysesMforMmeasuringMpopulationMdynamicsMandMselectionMinMrecombiningMpathogens 3

8 wetectingMtandemMrepeatMexpansionsMinMcohortsMsequencedMwithMshortZreadMsequencingMdata 3

7 vrossZplatformMgeneticMdiscoveryMofMsmallMmoleculeMproductsMofMmetabolismMandMapplicationMtoM
clinicalMoutcomes 8

6 zeneticMwisruptionMofMSerineMuiosynthesisMisMaMāeyMwriverMofMMacularMTelangiectasiaMTypeMeMxtiologyM
andMProgression 3

5 S’SZseqYMaMmolecularMâ��timeMmachineâ��YMconnectsMsingleMcellMfateMwithMgeneMprograms 3

4 xxpansion‘unterMwenovomMtMcomputationalMmethodMforMlocatingMknownMandMnovelMrepeatM
expansionsMinMshortZreadMsequencingMdata 1

3 UāuavOV’wdlmManMRMpackageMforMUāMuiobankMvOV’wZdlMdataMprocessingMandManalysisaMFwvvvResearch
YdcYMkfc 3.6

2 MultiZomicMtnalysisMofMwevelopingM‘umanMRetinaMandMOrganoidsMRevealsMvellZSpecificM
visZRegulatoryMxlementsMandMMechanismsMofMNonZvodingMzeneticMwiseaseMRisk 2

1 UāuavOV’wdlmManMRMpackageMforMUāMuiobankMvOV’wZdlMdataMprocessingMandManalysisaMFwvvvResearch
YdcYMkfc 3.6
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