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i Paper IF Citations

187 tusyδxuRjJSupportingJtheJinterpretationJandJsharingJofJrareJdiseaseJphenotypeWlinkedJvariantJdataJ
toJadvanceJdiagnosisJandJresearchXXJHumaniMutationVJ2022VJ 4.7 2

186 ReducedJreproductiveJsuccessJisJassociatedJwithJselectiveJconstraintJonJhumanJgenesXXJNatureVJ
2022VJfZcVJhehWhfc 50.4 0

185 weneticJandJchemotherapeuticJinfluencesJonJgermlineJhypermutationXXJNatureVJ2022VJfZeVJeZcWeZh 50.4 0

184 tetectingJcrypticJclinicallyJrelevantJstructuralJvariationJinJexomeWsequencingJdataJincreasesJ
diagnosticJyieldJforJdevelopmentalJdisordersXJAmericaniJournaliofiHumaniGeneticsVJ2021VJaZhVJbahfWbaid11 0

183 αonWcodingJregionJvariantsJupstreamJofJüuvbsJcauseJsevereJdevelopmentalJdisorderJthroughJ
threeJdistinctJlossWofWfunctionJmechanismsXJAmericaniJournaliofiHumaniGeneticsVJ2021VJaZhVJaZhcWaZid 11 8

182 uvaluatingJvariantsJclassifiedJasJpathogenicJinJslinVarJinJtheJtttJStudyXJGeneticsiiniMedicineVJ2021VJ
bcVJegaWege 8.1 6

181 wermlineJvariantsJinJxuYbJfunctionalJdomainsJleadJtoJcongenitalJheartJdefectsJandJthoracicJaorticJ
aneurysmsXJGeneticsiiniMedicineVJ2021VJbcVJaZcWaaZ 8.1 3

180 yntegrativeJanalysisJofJgenomicJvariantsJrevealsJnewJassociationsJofJcandidateJhaploinsufficientJ
genesJwithJcongenitalJheartJdiseaseXJPLoSiGeneticsVJ2021VJagVJeaZZifgi 6 1

179 TheJcontributionJofJXWlinkedJcodingJvariationJtoJsevereJdevelopmentalJdisordersXJNaturei
CommunicationsVJ2021VJabVJfbg 17.4 5

178 WholeWgenomeJsequencingJofJaJsporadicJprimaryJimmunodeficiencyJcohortXJNatureVJ2020VJehcVJiZWie 50.4 69

177 WholeWgenomeJsequencingJofJpatientsJwithJrareJdiseasesJinJaJnationalJhealthJsystemXJNatureVJ2020VJ
ehcVJifWaZb 50.4 139

176 uxomeJSequencingJforJδrenatalJtetectionJofJweneticJqbnormalitiesJinJvetalJUltrasoundJqnomaliesjJ
qnJuconomicJuvaluationXJFetaliDiagnosisiandiTherapyVJ2020VJdgVJeedWefd 2.4 7

175 qJbriefJhistoryJofJhumanJdiseaseJgeneticsXJNatureVJ2020VJeggVJagiWahi 50.4 181

174 LossJofJqtqüTSaiJcausesJprogressiveJnonWsyndromicJheartJvalveJdiseaseXJNatureiGeneticsVJ2020VJ
ebVJdZWdg 36.3 18

173 uvidenceJforJbhJgeneticJdisordersJdiscoveredJbyJcombiningJhealthcareJandJresearchJdataXJNatureVJ
2020VJehfVJgegWgfb 50.4 103

172 SimilaritiesJandJdifferencesJinJpatternsJofJgermlineJmutationJbetweenJmiceJandJhumansXJNaturei
CommunicationsVJ2019VJaZVJdZec 17.4 35

171 δrenatalJexomeJsequencingJanalysisJinJfetalJstructuralJanomaliesJdetectedJbyJultrasonographyJ
RδqwuSjJaJcohortJstudyXJLancetyiTheVJ2019VJcicVJgdgWgeg 40 249
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170 uxomeWwideJassessmentJofJtheJfunctionalJimpactJandJpathogenicityJofJmultinucleotideJmutationsXJ
GenomeiResearchVJ2019VJbiVJaZdgWaZef 9.7 18

169 vlexibleJandJscalableJdiagnosticJfilteringJofJgenomicJvariantsJusingJwbδJwithJunsemblJVuδXJNaturei
CommunicationsVJ2019VJaZVJbcgc 17.4 22

168 vindingJtiagnosticallyJUsefulJδatternsJinJQuantitativeJδhenotypicJtataXJAmericaniJournaliofiHumani
GeneticsVJ2019VJaZeVJiccWidf 11 4

167 sontributionJofJretrotranspositionJtoJdevelopmentalJdisordersXJNatureiCommunicationsVJ2019VJaZVJdfcZ 17.4 25

166 δathogenicityJandJselectiveJconstraintJonJvariationJnearJspliceJsitesXJGenomeiResearchVJ2019VJbiVJaeiWagZ9.7 29

165 üolecularJautopsyJbyJtrioJexomeJsequencingJRuSSJandJpostmortemJexaminationJinJfetusesJandJ
neonatesJwithJprenatallyJidentifiedJstructuralJanomaliesXJGeneticsiiniMedicineVJ2019VJbaVJaZfeWaZgc 8.1 31

164 üakingJnewJgeneticJdiagnosesJwithJoldJdatajJiterativeJreanalysisJandJreportingJfromJgenomeWwideJ
dataJinJaVaccJfamiliesJwithJdevelopmentalJdisordersXJGeneticsiiniMedicineVJ2018VJbZVJabafWabbc 8.1 161

163 teJnovoJmutationsJinJregulatoryJelementsJinJneurodevelopmentalJdisordersXJNatureVJ2018VJeeeVJfaaWfaf50.4 146

162 RegisteredJaccessjJauthorizingJdataJaccessXJEuropeaniJournaliofiHumaniGeneticsVJ2018VJbfVJagbaWagca 5.3 17

161 QuantifyingJtheJcontributionJofJrecessiveJcodingJvariationJtoJdevelopmentalJdisordersXJScienceVJ
2018VJcfbVJaafaWaafd 33.3 83

160 sommonJgeneticJvariantsJcontributeJtoJriskJofJrareJsevereJneurodevelopmentalJdisordersXJNatureVJ
2018VJefbVJbfhWbga 50.4 149

159 qnalysisJofJnovelJmissenseJqTRJmutationsJrevealsJnewJsplicingJdefectsJunderlyingJSeckelJ
syndromeXJHumaniMutationVJ2018VJciVJahdgWahec 4.7 4

158 qnJβrganismalJsαVJüutatorJδhenotypeJRestrictedJtoJuarlyJxumanJtevelopmentXJCellVJ2017VJafhVJhcZWhdbXeg56.2 53

157 slinicalJandJmolecularJconsequencesJofJdiseaseWassociatedJdeJnovoJmutationsJinJSqTrbXJGeneticsiini
MedicineVJ2017VJaiVJiZZWiZh 8.1 30

156 ynternationalJsooperationJtoJunableJtheJtiagnosisJofJqllJRareJweneticJtiseasesXJAmericaniJournaliofi
HumaniGeneticsVJ2017VJaZZVJfieWgZe 11 200

155 LüatchingLJconsentJtoJpurposejJTheJexampleJofJtheJüatchmakerJuxchangeXJHumaniMutationVJ2017VJ
chVJabhaWabhe 4.7 10

154 SomaticJmutationsJrevealJasymmetricJcellularJdynamicsJinJtheJearlyJhumanJembryoXJNatureVJ2017VJ
edcVJgadWgah 50.4 157

153 tetectionJofJstructuralJmosaicismJfromJtargetedJandJwholeWgenomeJsequencingJdataXJGenomei
ResearchVJ2017VJbgVJagZdWagad 9.7 26

(2017-2019)
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152 qttitudesJofJnearlyJgZZZJhealthJprofessionalsVJgenomicJresearchersJandJpublicsJtowardJtheJreturnJ
ofJincidentalJresultsJfromJsequencingJresearchXJEuropeaniJournaliofiHumaniGeneticsVJ2016VJbdVJbaWi 5.3 124

151 riallelicJVariantsJinJUrqeJLinkJtysfunctionalJUvüa´ UbiquitinWlikeJüodifierJδathwayJtoJSevereJ
ynfantileWβnsetJuncephalopathyXJAmericaniJournaliofiHumaniGeneticsVJ2016VJiiVJfhcWfid 11 43

150 TimingVJratesJandJspectraJofJhumanJgermlineJmutationXJNatureiGeneticsVJ2016VJdhVJabfWacc 36.3 338

149 δrincipleJofJproportionalityJinJgenomicJdataJsharingXJNatureiReviewsiGeneticsVJ2016VJagVJaWb 30.1 18

148 RareJlossWofWfunctionJvariantsJinJSuTtaqJareJassociatedJwithJschizophreniaJandJdevelopmentalJ
disordersXJNatureiNeuroscienceVJ2016VJaiVJegaWg 25.5 284

147 TRqyδJpromotesJtαqJdamageJresponseJduringJgenomeJreplicationJandJisJmutatedJinJprimordialJ
dwarfismXJNatureiGeneticsVJ2016VJdhVJcfWdc 36.3 53

146 uxomeJsequencingJidentifiesJrareJvariantsJinJmultipleJgenesJinJatrioventricularJseptalJdefectXJ
GeneticsiiniMedicineVJ2016VJahVJahiWih 8.1 25

145 teJαovoJandJRareJVariantsJatJüultipleJLociJSupportJtheJβligogenicJβriginsJofJqtrioventricularJ
SeptalJxeartJtefectsXJPLoSiGeneticsVJ2016VJabVJeaZZeifc 6 67

144 sonsentJsodesjJUpholdingJStandardJtataJUseJsonditionsXJPLoSiGeneticsVJ2016VJabVJeaZZeggb 6 51

143 δrenatalJwholeJexomeJsequencingjJtheJviewsJofJcliniciansVJscientistsVJgeneticJcounsellorsJandJ
patientJrepresentativesXJPrenataliDiagnosisVJ2016VJcfVJiceWida 3.2 35

142 tistinctJgeneticJarchitecturesJforJsyndromicJandJnonsyndromicJcongenitalJheartJdefectsJidentifiedJ
byJexomeJsequencingXJNatureiGeneticsVJ2016VJdhVJaZfZWe 36.3 200

141 RecessiveJnephrocerebellarJsyndromeJonJtheJwallowayWüowatJsyndromeJspectrumJisJcausedJbyJ
homozygousJproteinWtruncatingJmutationsJofJWtRgcXJBrainVJ2015VJachVJbagcWiZ 11.2 40

140 TheJgenomeWwideJeffectsJofJionizingJradiationJonJmutationJinductionJinJtheJmammalianJgermlineXJ
NatureiCommunicationsVJ2015VJfVJffhd 17.4 83

139 qbsenceJofJheterozygosityJdueJtoJtemplateJswitchingJduringJreplicativeJrearrangementsXJAmericani
JournaliofiHumaniGeneticsVJ2015VJifVJeeeWfd 11 39

138 qJglobalJreferenceJforJhumanJgeneticJvariationXJNatureVJ2015VJebfVJfhWgd 50.4 8599

137 tiscoveryJofJfourJrecessiveJdevelopmentalJdisordersJusingJprobabilisticJgenotypeJandJphenotypeJ
matchingJamongJdVabeJfamiliesXJNatureiGeneticsVJ2015VJdgVJacfcWi 36.3 91

136 TheJüatchmakerJuxchangejJaJplatformJforJrareJdiseaseJgeneJdiscoveryXJHumaniMutationVJ2015VJcfVJiaeWba4.7 280

135 TheJU aZ JprojectJidentifiesJrareJvariantsJinJhealthJandJdiseaseXJNatureVJ2015VJebfVJhbWiZ 50.4 776
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134 ref˛·WrelatedJproteinJphosphataseJbqJdysfunctionJidentifiedJinJpatientsJwithJintellectualJdisabilityXJ
JournaliofiClinicaliInvestigationVJ2015VJabeVJcZeaWfb 15.9 53

133 tetectionJandJcorrectionJofJartefactsJinJestimationJofJrareJcopyJnumberJvariantsJandJanalysisJofJ
rareJdeletionsJinJtypeJaJdiabetesXJHumaniMoleculariGeneticsVJ2015VJbdVJaggdWiZ 5.6 11

132 sopyJnumberJvariationJinJtheJhumanJYJchromosomeJinJtheJU JpopulationXJHumaniGeneticsVJ2015VJ
acdVJghiWhZZ 6.3 19

131 weneticJdiagnosisJofJdevelopmentalJdisordersJinJtheJtttJstudyjJaJscalableJanalysisJofJgenomeWwideJ
researchJdataXJLancetyiTheVJ2015VJcheVJacZeWad 40 451

130 qnalysisJofJdeletionJbreakpointsJfromJaVZibJhumansJrevealsJdetailsJofJmutationJmechanismsXJ
NatureiCommunicationsVJ2015VJfVJgbef 17.4 56

129 TargetedJαextWwenerationJSequencingJqnalysisJofJaVZZZJyndividualsJwithJyntellectualJtisabilityXJ
HumaniMutationVJ2015VJcfVJaaigWbZd 4.7 122

128 vacilitatingJcollaborationJinJrareJgeneticJdisordersJthroughJeffectiveJmatchmakingJinJtusyδxuRXJ
HumaniMutationVJ2015VJcfVJidaWi 4.7 32

127 δotentialJresearchJparticipantsJsupportJtheJreturnJofJrawJsequenceJdataXJJournaliofiMedicali
GeneticsVJ2015VJebVJegaWd 5.8 24

126 üosaicJstructuralJvariationJinJchildrenJwithJdevelopmentalJdisordersXJHumaniMoleculariGeneticsVJ
2015VJbdVJbgccWde 5.6 39

125 ydentificationJofJaJhumanJsynaptotagminWaJmutationJthatJperturbsJsynapticJvesicleJcyclingXJJournali
ofiClinicaliInvestigationVJ2015VJabeVJafgZWh 15.9 57

124 LossWofWfunctionJmutationsJinJüysUaJcauseJaJbrainJandJmuscleJdisorderJlinkedJtoJprimaryJ
alterationsJinJmitochondrialJcalciumJsignalingXJNatureiGeneticsVJ2014VJdfVJahhWic 36.3 242

123 tusyδxuRjJdatabaseJforJtheJinterpretationJofJphenotypeWlinkedJplausiblyJpathogenicJsequenceJandJ
copyWnumberJvariationXJNucleiciAcidsiResearchVJ2014VJdbVJtiicWtaZZZ 20.1 138

122 üutationsJinJδL dVJencodingJaJmasterJregulatorJofJcentrioleJbiogenesisVJcauseJmicrocephalyVJ
growthJfailureJandJretinopathyXJNatureiGeneticsVJ2014VJdfVJabhcWabib 36.3 125

121 qJnovelJmethodJforJdetectingJuniparentalJdisomyJfromJtrioJgenotypesJidentifiesJaJsignificantJ
excessJinJchildrenJwithJdevelopmentalJdisordersXJGenomeiResearchVJ2014VJbdVJfgcWhg 9.7 38

120 üanagingJclinicallyJsignificantJfindingsJinJresearchjJtheJU aZ JexampleXJEuropeaniJournaliofiHumani
GeneticsVJ2014VJbbVJaaZZWd 5.3 33

119 RareJvariantsJinJαRbvbJcauseJcongenitalJheartJdefectsJinJhumansXJAmericaniJournaliofiHumani
GeneticsVJ2014VJidVJegdWhe 11 115

118 xeterozygousJlossWofWfunctionJmutationsJinJYqδaJcauseJbothJisolatedJandJsyndromicJopticJfissureJ
closureJdefectsXJAmericaniJournaliofiHumaniGeneticsVJ2014VJidVJbieWcZb 11 74

117 üonoallelicJandJbiallelicJmutationsJinJüqrbaLbJcauseJaJspectrumJofJmajorJeyeJmalformationsXJ
AmericaniJournaliofiHumaniGeneticsVJ2014VJidVJiaeWbc 11 64

(2014-2015)
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116 uxomeJSequencingJinJvetusesJwithJStructuralJüalformationsXJJournaliofiClinicaliMedicineVJ2014VJcVJgdgWfb5.1 19

115 TheJrateJofJnonallelicJhomologousJrecombinationJinJmalesJisJhighlyJvariableVJcorrelatedJbetweenJ
monozygoticJtwinsJandJindependentJofJageXJPLoSiGeneticsVJ2014VJaZVJeaZZdaie 6 12

114 sisJandJtransJeffectsJofJhumanJgenomicJvariantsJonJgeneJexpressionXJPLoSiGeneticsVJ2014VJaZVJeaZZddfa 6 92

113 qJgenomeWwideJassessmentJofJtheJroleJofJuntaggedJcopyJnumberJvariantsJinJtypeJaJdiabetesXJPLoSi
GeneticsVJ2014VJaZVJeaZZdcfg 6 16

112 uxtremeJgrowthJfailureJisJaJcommonJpresentationJofJligaseJyVJdeficiencyXJHumaniMutationVJ2014VJ
ceVJgfWhe 4.7 63

111 xighJthroughputJexomeJcoverageJofJclinicallyJrelevantJcardiacJgenesXJBMCiMedicaliGenomicsVJ2014VJ
gVJfg 3.7 8

110 teletionsJofJchromosomalJregulatoryJboundariesJareJassociatedJwithJcongenitalJdiseaseXJGenomei
BiologyVJ2014VJaeVJdbc 18.3 108

109 uxomeJsequencingJimprovesJgeneticJdiagnosisJofJstructuralJfetalJabnormalitiesJrevealedJbyJ
ultrasoundXJHumaniMoleculariGeneticsVJ2014VJbcVJcbfiWgg 5.6 128

108
teJnovoJlossWofWfunctionJmutationsJinJSuTteVJencodingJaJmethyltransferaseJinJaJcpbeJ
microdeletionJsyndromeJcriticalJregionVJcauseJintellectualJdisabilityXJAmericaniJournaliofiHumani
GeneticsVJ2014VJidVJfahWbd

11 74

107 ReciprocalJduplicationJofJtheJWilliamsWreurenJsyndromeJdeletionJonJchromosomeJgqaaXbcJisJ
associatedJwithJschizophreniaXJBiologicaliPsychiatryVJ2014VJgeVJcgaWg 7.9 54

106 QuantifyingJsingleJnucleotideJvariantJdetectionJsensitivityJinJexomeJsequencingXJBMCi
BioinformaticsVJ2013VJadVJaie 3.6 63

105 teletionJofJTβδc˛†VJaJcomponentJofJvüRδWcontainingJmRαδsVJcontributesJtoJneurodevelopmentalJ
disordersXJNatureiNeuroscienceVJ2013VJafVJabbhWabcg 25.5 110

104 teαovowearjJdeJnovoJindelJandJpointJmutationJdiscoveryJandJphasingXJNatureiMethodsVJ2013VJaZVJiheWg 21.6 120

103 serebralJorganoidsJmodelJhumanJbrainJdevelopmentJandJmicrocephalyXJNatureVJ2013VJeZaVJcgcWi 50.4 2621

102 üutationsJinJtheJgeneJencodingJyvTJdyneinJcomplexJcomponentJWtRcdJcauseJzeuneJasphyxiatingJ
thoracicJdystrophyXJAmericaniJournaliofiHumaniGeneticsVJ2013VJicVJicbWdd 11 84

101 sombinedJαwSJapproachesJidentifyJmutationsJinJtheJintraflagellarJtransportJgeneJyvTadZJinJskeletalJ
ciliopathiesJwithJearlyJprogressiveJkidneyJtiseaseXJHumaniMutationVJ2013VJcdVJgadWbd 4.7 89

100 xarnessingJgenomicsJtoJidentifyJenvironmentalJdeterminantsJofJheritableJdiseaseXJMutationi
ResearchiziReviewsiiniMutationiResearchVJ2013VJgebVJfWi 7 25

99
üutationsJinJwtδWmannoseJpyrophosphorylaseJrJcauseJcongenitalJandJlimbWgirdleJmuscularJ
dystrophiesJassociatedJwithJhypoglycosylationJofJ˛–WdystroglycanXJAmericaniJournaliofiHumani
GeneticsVJ2013VJicVJbiWda

11 162
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98 TüdSvbZJancestralJdeletionJandJsusceptibilityJtoJaJpediatricJdisorderJofJearlyJlanguageJdelayJandJ
cerebralJwhiteJmatterJhyperintensitiesXJAmericaniJournaliofiHumaniGeneticsVJ2013VJicVJaigWbaZ 11 32

97 weneticJbasisJofJYWlinkedJhearingJimpairmentXJAmericaniJournaliofiHumaniGeneticsVJ2013VJibVJcZaWf 11 21

96 üutationsJinJrcwqLαTbJcauseJcongenitalJmuscularJdystrophyJandJhypoglycosylationJofJ
˛–WdystroglycanXJAmericaniJournaliofiHumaniGeneticsVJ2013VJibVJcedWfe 11 139

95 üutationsJinJrystbJcauseJdominantJcongenitalJspinalJmuscularJatrophyJandJhereditaryJspasticJ
paraplegiaXJAmericaniJournaliofiHumaniGeneticsVJ2013VJibVJifeWgc 11 131

94 wenomicJpathologyJofJSLuWassociatedJcopyWnumberJvariationJatJtheJvswRbsYvswRcrYvswRbrJ
locusXJAmericaniJournaliofiHumaniGeneticsVJ2013VJibVJbhWdZ 11 48

93 wenomeWwideJSαδJandJsαVJanalysisJidentifiesJcommonJandJlowWfrequencyJvariantsJassociatedJwithJ
severeJearlyWonsetJobesityXJNatureiGeneticsVJ2013VJdeVJeacWg 36.3 231

92 üutationsJinJrdwqLαTaJRwübJsynthaseSJunderlieJaJnewJdisorderJofJgangliosideJbiosynthesisXJBrainVJ
2013VJacfVJcfahWbd 11.2 100

91 sβXaZJmutationsJresultingJinJcomplexJmultisystemJmitochondrialJdiseaseJthatJremainsJstableJintoJ
adulthoodXJJAMAiNeurologyVJ2013VJgZVJaeefWfa 17.2 24

90 xumanJspermatogenicJfailureJpurgesJdeleteriousJmutationJloadJfromJtheJautosomesJandJbothJsexJ
chromosomesVJincludingJtheJgeneJtüRTaXJPLoSiGeneticsVJ2013VJiVJeaZZccdi 6 99

89 umpiricalJresearchJonJtheJethicsJofJgenomicJresearchXJAmericaniJournaliofiMedicaliGeneticsyiPartiAVJ
2013VJafaqVJbZiiWaZa 2.5 12

88 ReducedJburdenJofJveryJlargeJandJrareJsαVsJinJbipolarJaffectiveJdisorderXJBipolariDisordersVJ2013VJ
aeVJhicWh 3.8 22

87 βlderJmalesJbegetJmoreJmutationsXJNatureiGeneticsVJ2012VJddVJaagdWf 36.3 12

86 wenomeWwideJtranscriptomeJprofilingJrevealsJtheJfunctionalJimpactJofJrareJdeJnovoJandJrecurrentJ
sαVsJinJautismJspectrumJdisordersXJAmericaniJournaliofiHumaniGeneticsVJ2012VJiaVJchWee 11 123

85 ValidityJofJtheJfamilyWbasedJassociationJtestJforJcopyJnumberJvariantJdataJinJtheJcaseJofJnonWlinearJ
intensityWgenotypeJrelationshipXJGeneticiEpidemiologyVJ2012VJcfVJhieWh 2.6 3

84 RecessiveJxYtyαJmutationsJcauseJprimaryJciliaryJdyskinesiaJwithoutJrandomizationJofJleftWrightJ
bodyJasymmetryXJAmericaniJournaliofiHumaniGeneticsVJ2012VJiaVJfgbWhd 11 212

83 yndependentJestimationJofJtheJfrequencyJofJrareJsαVsJinJtheJU JpopulationJconfirmsJtheirJroleJinJ
schizophreniaXJSchizophreniaiResearchVJ2012VJaceVJaWg 3.6 62

82 sompoundJinheritanceJofJaJlowWfrequencyJregulatoryJSαδJandJaJrareJnullJmutationJinJexonWjunctionJ
complexJsubunitJRrühqJcausesJTqRJsyndromeXJNatureiGeneticsVJ2012VJddVJdceWiVJSaWb 36.3 279

81
wenomeWwideJscreenJforJmetabolicJsyndromeJsusceptibilityJLociJrevealsJstrongJlipidJgeneJ
contributionJbutJnoJevidenceJforJcommonJgeneticJbasisJforJclusteringJofJmetabolicJsyndromeJtraitsXJ
Circulation:iCardiovasculariGeneticsVJ2012VJeVJbdbWi

153

(2012-2013)
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80 qJsystematicJsurveyJofJlossWofWfunctionJvariantsJinJhumanJproteinWcodingJgenesXJScienceVJ2012VJcceVJhbcWh33.3 880

79 rayesianJrefinementJofJassociationJsignalsJforJadJlociJinJcJcommonJdiseasesXJNatureiGeneticsVJ2012VJ
ddVJabidWcZa 36.3 347

78 δhenotypeWspecificJeffectJofJchromosomeJaqbaXaJrearrangementsJandJwzqeJduplicationsJinJbdcfJ
congenitalJheartJdiseaseJpatientsJandJfgfZJcontrolsXJHumaniMoleculariGeneticsVJ2012VJbaVJaeacWbZ 5.6 83

77 qJcommonJXWlinkedJinbornJerrorJofJcarnitineJbiosynthesisJmayJbeJaJriskJfactorJforJnondysmorphicJ
autismXJProceedingsiofitheiNationaliAcademyiofiSciencesiofitheiUnitediStatesiofiAmericaVJ2012VJaZiVJgigdWha11.5 94

76 tusyδxuRjJwebWbasedVJcommunityJresourceJforJclinicalJinterpretationJofJrareJvariantsJinJ
developmentalJdisordersXJHumaniMoleculariGeneticsVJ2012VJbaVJRcgWdd 5.6 55

75 suδaebJisJaJgenomeJmaintenanceJproteinJdisruptedJinJSeckelJsyndromeXJNatureiGeneticsVJ2011VJdcVJbcWf 36.3 185

74 TheJYWchromosomeJlandscapeJofJtheJδhilippinesjJextensiveJheterogeneityJandJvaryingJgeneticJ
affinitiesJofJαegritoJandJnonWαegritoJgroupsXJEuropeaniJournaliofiHumaniGeneticsVJ2011VJaiVJbbdWcZ 5.3 66

73 üappingJcopyJnumberJvariationJbyJpopulationWscaleJgenomeJsequencingXJNatureVJ2011VJdgZVJeiWfe 50.4 833

72 somprehensiveJassessmentJofJarrayWbasedJplatformsJandJcallingJalgorithmsJforJdetectionJofJcopyJ
numberJvariantsXJNatureiBiotechnologyVJ2011VJbiVJeabWbZ 44.5 333

71 VariationJinJgenomeWwideJmutationJratesJwithinJandJbetweenJhumanJfamiliesXJNatureiGeneticsVJ
2011VJdcVJgabWd 36.3 404

70 xighJincidenceJofJrecurrentJcopyJnumberJvariantsJinJpatientsJwithJisolatedJandJsyndromicJüˆ…llerianJ
aplasiaXJJournaliofiMedicaliGeneticsVJ2011VJdhVJaigWbZd 5.8 80

69 wenomicJanalysisJofJhepatitisJrJvirusJrevealsJantigenJstateJandJgenotypeJasJsourcesJofJevolutionaryJ
rateJvariationXJVirusesVJ2011VJcVJhcWaZa 6.2 42

68 βriginsJandJfunctionalJimpactJofJcopyJnumberJvariationJinJtheJhumanJgenomeXJNatureVJ2010VJdfdVJgZdWab50.4 1467

67 wenomeWwideJassociationJstudyJofJsαVsJinJafVZZZJcasesJofJeightJcommonJdiseasesJandJcVZZZJ
sharedJcontrolsXJNatureVJ2010VJdfdVJgacWbZ 50.4 639

66 tiscoveryJofJcommonJqsianJcopyJnumberJvariantsJusingJintegratedJhighWresolutionJarrayJswxJandJ
massivelyJparallelJtαqJsequencingXJNatureiGeneticsVJ2010VJdbVJdZZWe 36.3 167

65 üutationJspectrumJrevealedJbyJbreakpointJsequencingJofJhumanJgermlineJsαVsXJNatureiGeneticsVJ
2010VJdbVJcheWia 36.3 192

64 yndependentJandJpopulationWspecificJassociationJofJriskJvariantsJatJtheJyRwüJlocusJwithJsrohnQsJ
diseaseXJHumaniMoleculariGeneticsVJ2010VJaiVJahbhWci 5.6 79

63 wenomeWwideJmappingJandJassemblyJofJstructuralJvariantJbreakpointsJinJtheJmouseJgenomeXJ
GenomeiResearchVJ2010VJbZVJfbcWce 9.7 217
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62 sharacterisingJandJpredictingJhaploinsufficiencyJinJtheJhumanJgenomeXJPLoSiGeneticsVJ2010VJfVJeaZZaaed6 460

61 LargeVJrareJchromosomalJdeletionsJassociatedJwithJsevereJearlyWonsetJobesityXJNatureVJ2010VJdfcVJfffWgZ50.4 417

60 xighWthroughputJhaplotypeJdeterminationJoverJlongJdistancesJbyJhaplotypeJfusionJδsRJandJ
ligationJhaplotypingXJNatureiProtocolsVJ2009VJdVJaggaWhc 18.8 13

59 sopyJnumberJvariationJinJhumanJhealthVJdiseaseVJandJevolutionXJAnnualiReviewiofiGenomicsiandi
HumaniGeneticsVJ2009VJaZVJdeaWha 9.7 804

58 qccurateJwholeJhumanJgenomeJsequencingJusingJreversibleJterminatorJchemistryXJNatureVJ2008VJ
defVJecWi 50.4 2615

57 ydentificationJofJsomaticallyJacquiredJrearrangementsJinJcancerJusingJgenomeWwideJmassivelyJ
parallelJpairedWendJsequencingXJNatureiGeneticsVJ2008VJdZVJgbbWi 36.3 666

56 wermlineJratesJofJdeJnovoJmeioticJdeletionsJandJduplicationsJcausingJseveralJgenomicJdisordersXJ
NatureiGeneticsVJ2008VJdZVJiZWe 36.3 235

55 qJrobustJstatisticalJmethodJforJcaseWcontrolJassociationJtestingJwithJcopyJnumberJvariationXJNaturei
GeneticsVJ2008VJdZVJabdeWeb 36.3 143

54 TheJfunctionalJimpactJofJstructuralJvariationJinJhumansXJTrendsiiniGeneticsVJ2008VJbdVJbchWde 8.5 128

53 sopyJnumberJvariationJandJevolutionJinJhumansJandJchimpanzeesXJGenomeiResearchVJ2008VJahVJafihWgaZ9.7 178

52 LongWrangeVJhighWthroughputJhaplotypeJdeterminationJviaJhaplotypeWfusionJδsRJandJligationJ
haplotypingXJNucleiciAcidsiResearchVJ2008VJcfVJehb 20.1 13

51 qdaptiveJevolutionJofJUwTbragJcopyWnumberJvariationXJAmericaniJournaliofiHumaniGeneticsVJ2008VJ
hcVJccgWdf 11 112

50 RelativeJimpactJofJnucleotideJandJcopyJnumberJvariationJonJgeneJexpressionJphenotypesXJScienceVJ
2007VJcaeVJhdhWec 33.3 1361

49 YJchromosomalJSTRsJhaplotypesJinJtwoJpopulationsJfromJroliviaXJLegaliMedicineVJ2007VJiVJdcWg 1.9 5

48 TheJpopulationJgeneticsJofJstructuralJvariationXJNatureiGeneticsVJ2007VJciVJScZWf 36.3 138

47 shallengesJandJstandardsJinJintegratingJsurveysJofJstructuralJvariationXJNatureiGeneticsVJ2007VJciVJSgWae 36.3 279

46 δairedWendJmappingJrevealsJextensiveJstructuralJvariationJinJtheJhumanJgenomeXJScienceVJ2007VJ
cahVJdbZWf 33.3 895

45 StructuralJvariationJonJtheJshortJarmJofJtheJhumanJYJchromosomejJrecurrentJmultigeneJdeletionsJ
encompassingJqmelogeninJYXJHumaniMoleculariGeneticsVJ2007VJafVJcZgWaf 5.6 102

(2007-2010)
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44 vastWevolvingJnoncodingJsequencesJinJtheJhumanJgenomeXJGenomeiBiologyVJ2007VJhVJRaah 18.3 116

43 qccurateJandJreliableJhighWthroughputJdetectionJofJcopyJnumberJvariationJinJtheJhumanJgenomeXJ
GenomeiResearchVJ2006VJafVJaeffWgd 9.7 122

42 wenomeWwideJdetectionJofJhumanJcopyJnumberJvariationsJusingJhighWdensityJtαqJoligonucleotideJ
arraysXJGenomeiResearchVJ2006VJafVJaegeWhd 9.7 156

41 RecombinationJxotspotsJinJαonallelicJxomologousJRecombinationJ2006VJcdaWcee 6

40 weneticJanalysisJofJcompletelyJsequencedJdiseaseWassociatedJüxsJhaplotypesJidentifiesJshufflingJ
ofJsegmentsJinJrecentJhumanJhistoryXJPLoSiGeneticsVJ2006VJbVJei 6 140

39 tecipheringJpastJhumanJpopulationJmovementsJinJβceaniajJprovablyJoptimalJtreesJofJabgJmttαqJ
genomesXJMoleculariBiologyiandiEvolutionVJ2006VJbcVJaiffWge 8.3 59

38 YWshromosomalJRearrangementsJandJqzoospermiaJ2006VJbgcWbhh 0

37 sopyJnumberJvariationjJnewJinsightsJinJgenomeJdiversityXJGenomeiResearchVJ2006VJafVJidiWfa 9.7 580

36 qJchromosomalJrearrangementJhotspotJcanJbeJidentifiedJfromJpopulationJgeneticJvariationJandJisJ
coincidentJwithJaJhotspotJforJallelicJrecombinationXJAmericaniJournaliofiHumaniGeneticsVJ2006VJgiVJhiZWiZb11 87

35 üaleJdemographyJinJuastJqsiajJaJnorthWsouthJcontrastJinJhumanJpopulationJexpansionJtimesXJ
GeneticsVJ2006VJagbVJbdcaWi 4 152

34 qJhighWresolutionJsurveyJofJdeletionJpolymorphismJinJtheJhumanJgenomeXJNatureiGeneticsVJ2006VJ
chVJgeWha 36.3 539

33 wenomeJassemblyJcomparisonJidentifiesJstructuralJvariantsJinJtheJhumanJgenomeXJNatureiGeneticsVJ
2006VJchVJadacWh 36.3 133

32 qssayingJchromosomalJinversionsJbyJsingleWmoleculeJhaplotypingXJNatureiMethodsVJ2006VJcVJdciWde 21.6 27

31 wlobalJvariationJinJcopyJnumberJinJtheJhumanJgenomeXJNatureVJ2006VJdddVJdddWed 50.4 3306

30 ShotgunJhaplotypingjJaJnovelJmethodJforJsurveyingJallelicJsequenceJvariationXJNucleiciAcidsi
ResearchVJ2005VJccVJeaeb 20.1 5

29 TheJdualJoriginJofJtheJüalagasyJinJyslandJSoutheastJqsiaJandJuastJqfricajJevidenceJfromJmaternalJ
andJpaternalJlineagesXJAmericaniJournaliofiHumaniGeneticsVJ2005VJgfVJhidWiZa 11 179

28 uvidenceJforJwidespreadJreticulateJevolutionJwithinJhumanJdupliconsXJAmericaniJournaliofiHumani
GeneticsVJ2005VJggVJhbdWdZ 11 28

27 xowJhomologousJrecombinationJgeneratesJaJmutableJgenomeXJHumaniGenomicsVJ2005VJbVJagiWhf 6.8 18
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26 TheJtαqJsequenceJofJtheJhumanJXJchromosomeXJNatureVJ2005VJdcdVJcbeWcg 50.4 822

25 tonQtJmixJradiocarbonJandJcalendarJyearsXJNatureVJ2005VJdcdVJfig 50.4 13

24 tynamicsJofJaJhumanJinterparalogJgeneJconversionJhotspotXJGenomeiResearchVJ2004VJadVJhceWdd 9.7 63

23 weneJduplicationjJtheJgenomicJtradeJinJspareJpartsXJPLoSiBiologyVJ2004VJbVJubZf 9.7 245

22 βriginsJofJchromosomalJrearrangementJhotspotsJinJtheJhumanJgenomejJevidenceJfromJtheJqZvaJ
deletionJhotspotsXJGenomeiBiologyVJ2004VJeVJRee 18.3 34

21 xighJlevelJofJmaleWbiasedJScandinavianJadmixtureJinJwreenlandicJynuitJshownJbyJYWchromosomalJ
analysisXJHumaniGeneticsVJ2003VJaabVJcecWfc 6.3 57

20 UntanglingJβceanicJsettlementjJtheJedgeJofJtheJknowableXJTrendsiiniEcologyiandiEvolutionVJ2003VJ
ahVJecaWedZ 10.9 91

19 TheJgeneticJlegacyJofJtheJüongolsXJAmericaniJournaliofiHumaniGeneticsVJ2003VJgbVJgagWba 11 414

18 αativeJqmericanJYJchromosomesJinJδolynesiajJtheJgeneticJimpactJofJtheJδolynesianJslaveJtradeXJ
AmericaniJournaliofiHumaniGeneticsVJ2003VJgbVJabhbWg 11 31

17 wlobalJhaplotypeJdiversityJinJtheJhumanJinsulinJgeneJregionXJGenomeiResearchVJ2003VJacVJbaZaWaa 9.7 29

16 üitochondrialJtαqJandJtheJoriginsJofJtheJdomesticJhorseXJProceedingsiofitheiNationaliAcademyiofi
SciencesiofitheiUnitediStatesiofiAmericaVJ2002VJiiVJaZiZeWaZ 11.5 238

15 qreJaZZVZZZJLSαδsLJuselessoXJScienceVJ2002VJbihVJaeZikJauthorJreplyJaeZi 33.3 20

14 YJchromosomalJevidenceJforJtheJoriginsJofJoceanicWspeakingJpeoplesXJGeneticsVJ2002VJafZVJbhiWcZc 4 79

13 weographicalVJlinguisticVJandJculturalJinfluencesJonJgeneticJdiversityjJYWchromosomalJdistributionJinJ
αorthernJuuropeanJpopulationsXJMoleculariBiologyiandiEvolutionVJ2001VJahVJaZggWhg 8.3 56

12 xaploidJchromosomesJinJmolecularJecologyjJlessonsJfromJtheJhumanJYXJMoleculariEcologyVJ2001VJ
aZVJaeiiWfac 5.7 35

11 δatternsJofJinterWJandJintraWgroupJgeneticJdiversityJinJtheJVlaxJRomaJasJrevealedJbyJYJchromosomeJ
andJmitochondrialJtαqJlineagesXJEuropeaniJournaliofiHumaniGeneticsVJ2001VJiVJigWaZd 5.3 56

10 weneJconversionJhomogenizesJtheJsüTaqJparalogousJrepeatsXJBMCiGenomicsVJ2001VJbVJaa 4.5 30

9 YWchromosomalJdiversityJinJuuropeJisJclinalJandJinfluencedJprimarilyJbyJgeographyVJratherJthanJbyJ
languageXJAmericaniJournaliofiHumaniGeneticsVJ2000VJfgVJaebfWdc 11 471

(2000-2005)
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8 RecentJmaleWmediatedJgeneJflowJoverJaJlinguisticJbarrierJinJyberiaVJsuggestedJbyJanalysisJofJaJ
YWchromosomalJtαqJpolymorphismXJAmericaniJournaliofiHumaniGeneticsVJ1999VJfeVJadcgWdh 11 111

7 uuropeanJYWchromosomalJlineagesJinJδolynesiansjJaJcontrastJtoJtheJpopulationJstructureJrevealedJ
byJmttαqXJAmericaniJournaliofiHumaniGeneticsVJ1998VJfcVJagicWhZf 11 103

6 SexWbiasedJreductionJinJreproductiveJsuccessJdrivesJselectiveJconstraintJonJhumanJgenes 1

5 qJdirectJmultiWgenerationalJestimateJofJtheJhumanJmutationJrateJfromJautozygousJsegmentsJseenJ
inJthousandsJofJparentallyJrelatedJindividuals 11

4 weneticJcorrelatesJofJphenotypicJheterogeneityJinJautism 2

3 sontributionJofJRetrotranspositionJtoJtevelopmentalJtisorders 2

2 yntegratingJhealthcareJandJresearchJgeneticJdataJempowersJtheJdiscoveryJofJbhJnovelJ
developmentalJdisorders 18

1 weneticJandJpharmacologicalJcausesJofJgermlineJhypermutation 3
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