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j Paper IF Citations

162 sentersJforJMendelianJwenomicsjJqJdecadeJofJfacilitatingJgeneJdiscoveryXXJGeneticsfinfMedicineVJ
2022VJ 8.1 5

161
NovelJbiallelicJvariantsJaffectingJtheJOTUJdomainJofJtheJgeneJOTUtfrJassociateJwithJsevereJ
intellectualJdisabilityJsyndromeJandJmolecularJdynamicsJsimulationsXXJEuropeanfJournalfoffMedicalf
GeneticsVJ2022VJaZddig

2.6

160 TMuMbahJdysfunctionJcausesJciliopathiesVJincludingJzoubertJandJMeckelJsyndromesXJHumanf
GeneticsfandfGenomicsfAdvancesVJ2021VJbVJaZZZafWaZZZaf 0.8 1

159 qlternativeJgenomicJdiagnosesJforJindividualsJwithJaJclinicalJdiagnosisJofJtubowitzJsyndromeXJ
AmericanfJournalfoffMedicalfGeneticsufPartfAVJ2021VJaheVJaaiWacc 2.5 6

158 WholeWuxomeJSequencingJandJhiPSsJsardiomyocyteJModelsJydentifyJVJVJandJofJPotentialJymportanceJ
toJLeftJVentricularJxypertrophyJinJanJqfricanJqncestryJPopulationXJFrontiersfinfGeneticsVJ2021VJabVJehhdeb4.5

157 SequencingJofJecVhcaJdiverseJgenomesJfromJtheJNxLryJTOPMedJProgramXJNatureVJ2021VJeiZVJbiZWbii 50.4 268

156 TargetedJlongWreadJsequencingJidentifiesJmissingJdiseaseWcausingJvariationXJAmericanfJournalfoff
HumanfGeneticsVJ2021VJaZhVJadcfWaddi 11 16

155 tyqPxaJVariantsJinJNonWuastJqsianJPatientsJWithJSporadicJMoyamoyaJtiseaseXJJAMAfNeurologyVJ
2021VJghVJiicWaZZc 17.2 7

154 tysfunctionJofJtheJciliaryJqRMsiYTOwqRqMaJproteinJmoduleJcausesJzoubertJsyndromeXJJournalfoff
ClinicalfInvestigationVJ2020VJacZVJddbcWddci 15.9 19

153 teJnovoJandJinheritedJvariantsJinJZNvbibJunderlieJaJneurodevelopmentalJdisorderJwithJfeaturesJofJ
autismJspectrumJdisorderXJGeneticsfinfMedicineVJ2020VJbbVJechWedf 8.1 14

152
RareJdeleteriousJvariantsJofJNOTsxaVJwqTqdVJSMqtfVJandJROrOdJareJenrichedJinJrqVJwithJearlyJ
onsetJcomplicationsJbutJnotJinJrqVJwithJheritableJthoracicJaorticJdiseaseXJMolecularfGeneticsfnamp;f
GenomicfMedicineVJ2020VJhVJeadZf

2.3 5

151 MendelianJweneJtiscoveryjJvastJandJvuriousJwithJNoJundJinJSightXJAmericanfJournalfoffHumanf
GeneticsVJ2019VJaZeVJddhWdee 11 73

150 sallingJStarJqllelesJWithJStargazerJinJbhJPharmacogenesJWithJWholeJwenomeJSequencesXJClinicalf
PharmacologyfandfTherapeuticsVJ2019VJaZfVJacbhWaccg 6.1 23

149 VariantsJinJβyqqZhbeJunderlieJautosomalJrecessiveJpostaxialJpolydactylyXJHumanfGeneticsVJ2019VJ
achVJeicWfZZ 6.3 11

148 wenomicJcharacterizationJofJtheJRxJlocusJdetectsJcomplexJandJnovelJstructuralJvariationJinJ
multiWethnicJcohortsXJGeneticsfinfMedicineVJ2019VJbaVJdggWdhf 8.1 17

147 uxomeJsequencingJofJfamilyJtriosJfromJtheJNationalJrirthJtefectsJPreventionJStudyjJTappingJintoJaJ
richJresourceJofJgeneticJandJenvironmentalJdataXJBirthfDefectsfResearchVJ2019VJaaaVJafahWafcb 2.9 4

146 ynsightsJintoJgeneticsVJhumanJbiologyJandJdiseaseJgleanedJfromJfamilyJbasedJgenomicJstudiesXJ
GeneticsfinfMedicineVJ2019VJbaVJgihWhab 8.1 100
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145 wenomeJsequencingJidentifiesJmultipleJdeleteriousJvariantsJinJautismJpatientsJwithJmoreJsevereJ
phenotypesXJGeneticsfinfMedicineVJ2019VJbaVJafaaWafbZ 8.1 52

144 vunctionalJtysregulationJofJstsdbJsausesJtiverseJtevelopmentalJPhenotypesXJAmericanfJournalf
offHumanfGeneticsVJ2018VJaZbVJcZiWcbZ 11 85

143 MutationsJinJtheJfourthJ˛†WpropellerJdomainJofJLRPdJareJassociatedJwithJisolatedJsyndactylyJwithJ
fusionJofJtheJthirdJandJfourthJfingersXJHumanfMutationVJ2018VJciVJhaaWhae 4.7 11

142 PreconceptionJsarrierJScreeningJbyJwenomeJSequencingjJResultsJfromJtheJslinicalJLaboratoryXJ
AmericanfJournalfoffHumanfGeneticsVJ2018VJaZbVJaZghWaZhi 11 18

141 RareJlossJofJfunctionJvariantsJinJcandidateJgenesJandJriskJofJcolorectalJcancerXJHumanfGeneticsVJ
2018VJacgVJgieWhZf 6.3 6

140 NovelJcandidateJgenesJandJvariantsJunderlyingJautosomalJrecessiveJneurodevelopmentalJdisordersJ
withJintellectualJdisabilityXJHumanfGeneticsVJ2018VJacgVJgceWgeb 6.3 24

139 qctivationJofJaJcrypticJspliceJsiteJinJtheJmitochondrialJelongationJfactorJwvMaJcausesJcombinedJ
OXPxOSJdeficiencyXJMitochondrionVJ2017VJcdVJhdWiZ 4.9 16

138 MutationsJinJqRMsiVJwhichJuncodesJaJrasalJrodyJProteinVJsauseJzoubertJSyndromeJinJxumansJandJ
siliopathyJPhenotypesJinJZebrafishXJAmericanfJournalfoffHumanfGeneticsVJ2017VJaZaVJbcWcf 11 52

137
SequencingJofJsporadicJqttentionWteficitJxyperactivityJtisorderJRqtxtSJidentifiesJnovelJandJ
potentiallyJpathogenicJdeJnovoJvariantsJandJexcludesJoverlapJwithJgenesJassociatedJwithJautismJ
spectrumJdisorderXJAmericanfJournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsVJ2017VJ
agdVJchaWchi

3.5 22

136 denovoWdbjJaJcompendiumJofJhumanJdeJnovoJvariantsXJNucleicfAcidsfResearchVJ2017VJdeVJthZdWthaa 20.1 113

135
tWtimerJinJqfricanJqmericansjJWholeJwenomeJSequenceJqnalysisJandJRelationshipJtoJ
sardiovascularJtiseaseJRiskJinJtheJzacksonJxeartJStudyXJArteriosclerosisufThrombosisufandfVascularf
BiologyVJ2017VJcgVJbbbZWbbbg

9.4 22

134 MutJresultingJfromJrecessivelyJinheritedJmutationsJinJtheJgeneJencodingJcalciumWactivatedJ
nucleotidaseJsqNTaXJAmericanfJournalfoffMedicalfGeneticsufPartfAVJ2017VJagcVJbdaeWbdba 2.5 14

133 ynfluenceJofJcommonJandJrareJgeneticJvariationJonJwarfarinJdoseJamongJqfricanWqmericansJandJ
uuropeanWqmericansJusingJtheJexomeJarrayXJPharmacogenomicsVJ2017VJahVJaZeiWaZgc 2.6 10

132 qssociationJofJuxomeJSequencesJWithJsardiovascularJTraitsJqmongJrlacksJinJtheJzacksonJxeartJ
StudyXJCirculation:fCardiovascularfGeneticsVJ2016VJiVJcfhWgd 7

131 PwRNseqjJaJtargetedJcaptureJsequencingJpanelJforJpharmacogeneticJresearchJandJimplementationXJ
PharmacogeneticsfandfGenomicsVJ2016VJbfVJafaWafh 1.9 74

130 qutosomalWRecessiveJxearingJympairmentJtueJtoJRareJMissenseJVariantsJwithinJSaPRbXJAmericanf
JournalfoffHumanfGeneticsVJ2016VJihVJccaWh 11 35

129 RareJvariantJassociationsJwithJwaistWtoWhipJratioJinJuuropeanWqmericanJandJqfricanWqmericanJ
womenJfromJtheJNxLryWuxomeJSequencingJProjectXJEuropeanfJournalfoffHumanfGeneticsVJ2016VJbdVJaahaWg5.3 2

128 weneJdiscoveryJforJMendelianJconditionsJviaJsocialJnetworkingjJdeJnovoJvariantsJinJβtMaqJcauseJ
developmentalJdelayJandJdistinctiveJfacialJfeaturesXJGeneticsfinfMedicineVJ2016VJahVJghhWie 8.1 67

(2016-2019)
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127 ydentificationJofJRareJVariantsJinJqTPhrdJasJaJRiskJvactorJforJSystemicJSclerosisJbyJWholeWuxomeJ
SequencingXJArthritisfandfRheumatologyVJ2016VJfhVJaiaWbZZ 9.5 28

126 MaternalJModifiersJandJParentWofWOriginJriasJofJtheJqutismWqssociatedJafpaaXbJsNVXJAmericanf
JournalfoffHumanfGeneticsVJ2016VJihVJdeWeg 11 36

125 wenomeJSequencingJofJqutismWqffectedJvamiliesJRevealsJtisruptionJofJPutativeJNoncodingJ
RegulatoryJtNqXJAmericanfJournalfoffHumanfGeneticsVJ2016VJihVJehWgd 11 189

124 WholeJuxomeJSequencingJinJqtrialJvibrillationXJPLoSfGeneticsVJ2016VJabVJeaZZfbhd 6 24

123 qssociationJretweenJqbsoluteJNeutrophilJsountJandJVariationJatJTsyRwajJTheJNxLryJuxomeJ
SequencingJProjectXJGeneticfEpidemiologyVJ2016VJdZVJdgZWd 2.6 8

122 MetaWanalysisJofJgenomeWwideJassociationJstudiesJofJxtLJcholesterolJresponseJtoJstatinsXJJournalf
offMedicalfGeneticsVJ2016VJecVJhceWhde 5.8 28

121 wuidelinesJforJLargeWScaleJSequenceWrasedJsomplexJTraitJqssociationJStudiesjJLessonsJLearnedJ
fromJtheJNxLryJuxomeJSequencingJProjectXJAmericanfJournalfoffHumanfGeneticsVJ2016VJiiVJgiaWhZa 11 67

120 TheJweneticJrasisJofJMendelianJPhenotypesjJtiscoveriesVJshallengesVJandJOpportunitiesXJAmericanf
JournalfoffHumanfGeneticsVJ2015VJigVJaiiWbae 11 432

119 RareJandJsodingJRegionJweneticJVariantsJqssociatedJWithJRiskJofJyschemicJStrokejJTheJNxLryJ
uxomeJSequenceJProjectXJJAMAfNeurologyVJ2015VJgbVJghaWh 17.2 37

118 shallengesJandJsolutionsJforJgeneJidentificationJinJtheJpresenceJofJfamilialJlocusJheterogeneityXJ
EuropeanfJournalfoffHumanfGeneticsVJ2015VJbcVJabZgWae 5.3 29

117 uxomeJsequencingJidentifiesJrareJLtLRJandJqPOqeJallelesJconferringJriskJforJmyocardialJinfarctionXJ
NatureVJ2015VJeahVJaZbWf 50.4 463

116 RareJvariationJfacilitatesJinferencesJofJfineWscaleJpopulationJstructureJinJhumansXJMolecularfBiologyf
andfEvolutionVJ2015VJcbVJfecWfZ 8.3 31

115 qssociationJofJexomeJsequencesJwithJplasmaJsWreactiveJproteinJlevelsJinJniZZZJparticipantsXJ
HumanfMolecularfGeneticsVJ2015VJbdVJeeiWga 5.6 31

114 uxomeJsequencingJinJsuspectedJmonogenicJdyslipidemiasXJCirculation:fCardiovascularfGeneticsVJ
2015VJhVJcdcWeZ 36

113 qJmultivariateJgenomeWwideJassociationJanalysisJofJaZJLtLJsubfractionsVJandJtheirJresponseJtoJ
statinJtreatmentVJinJahfhJsaucasiansXJPLoSfONEVJ2015VJaZVJeZabZgeh 3.7 118

112 WholeWexomeJsequencingJidentifiesJrareJandJlowWfrequencyJcodingJvariantsJassociatedJwithJLtLJ
cholesterolXJAmericanfJournalfoffHumanfGeneticsVJ2014VJidVJbccWde 11 170

111 RareWvariantJextensionsJofJtheJtransmissionJdisequilibriumJtestjJapplicationJtoJautismJexomeJ
sequenceJdataXJAmericanfJournalfoffHumanfGeneticsVJ2014VJidVJccWdf 11 48

110 QuantifyingJrareVJdeleteriousJvariationJinJabJhumanJcytochromeJPdeZJdrugWmetabolismJgenesJinJaJ
largeWscaleJexomeJdatasetXJHumanfMolecularfGeneticsVJ2014VJbcVJaiegWfc 5.6 68
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109 TheJcontributionJofJdeJnovoJcodingJmutationsJtoJautismJspectrumJdisorderXJNatureVJ2014VJeaeVJbafWba 50.4 1470

108 qJvariationalJrayesJdiscreteJmixtureJtestJforJrareJvariantJassociationXJGeneticfEpidemiologyVJ2014VJ
chVJbaWcZ 2.6 12

107 ynactivatingJmutationsJinJNPsaLaJandJprotectionJfromJcoronaryJheartJdiseaseXJNewfEnglandfJournalf
offMedicineVJ2014VJcgaVJbZgbWhb 59.2 307

106 uxomeJsequencingJidentifiesJaJrecurrentJdeJnovoJZSWyMfJmutationJassociatedJwithJacromelicJ
frontonasalJdysostosisXJAmericanfJournalfoffHumanfGeneticsVJ2014VJieVJbceWdZ 11 39

105
PathogenicJvariantsJforJMendelianJandJcomplexJtraitsJinJexomesJofJfVeagJuuropeanJandJqfricanJ
qmericansjJimplicationsJforJtheJreturnJofJincidentalJresultsXJAmericanfJournalfoffHumanfGeneticsVJ
2014VJieVJahcWic

11 68

104 RareJcodingJvariationJinJparaoxonaseWaJisJassociatedJwithJischemicJstrokeJinJtheJNxLryJuxomeJ
SequencingJProjectXJJournalfoffLipidfResearchVJ2014VJeeVJaagcWh 6.3 19

103 MutationsJinJPyuZObJcauseJwordonJsyndromeVJMardenWWalkerJsyndromeVJandJdistalJarthrogryposisJ
typeJeXJAmericanfJournalfoffHumanfGeneticsVJ2014VJidVJgcdWdd 11 124

102
SuccessesJandJchallengesJofJusingJwholeJexomeJsequencingJtoJidentifyJnovelJgenesJunderlyingJanJ
inheritedJpredispositionJforJthoracicJaorticJaneurysmsJandJacuteJaorticJdissectionsXJTrendsfinf
CardiovascularfMedicineVJ2014VJbdVJecWfZ

6.9 25

101 PatientJgenotypesJimpactJsurvivalJafterJsurgeryJforJisolatedJcongenitalJheartJdiseaseXJAnnalsfoff
ThoracicfSurgeryVJ2014VJihVJaZdWaZkJdiscussionJaaZWa 2.7 22

100 LossWofWfunctionJmutationsJinJqPOscVJtriglyceridesVJandJcoronaryJdiseaseXJNewfEnglandfJournalfoff
MedicineVJ2014VJcgaVJbbWca 59.2 721

99 MutationsJinJTrsatbdVJaJgeneJassociatedJwithJepilepsyVJalsoJcauseJnonsyndromicJdeafnessJ
tvNrhfXJAmericanfJournalfoffHumanfGeneticsVJ2014VJidVJaddWeb 11 66

98 WholeWexomeJimputationJofJsequenceJvariantsJidentifiedJtwoJnovelJallelesJassociatedJwithJadultJ
bodyJheightJinJqfricanJqmericansXJHumanfMolecularfGeneticsVJ2014VJbcVJffZgWae 5.6 11

97 PharmacogeneticJmetaWanalysisJofJgenomeWwideJassociationJstudiesJofJLtLJcholesterolJresponseJtoJ
statinsXJNaturefCommunicationsVJ2014VJeVJeZfh 17.4 160

96 qJstatinWdependentJQTLJforJwqTMJexpressionJisJassociatedJwithJstatinWinducedJmyopathyXJNatureVJ
2013VJeZbVJcggWhZ 50.4 160

95 uxomeJsequencingJidentifiesJmutationsJinJsstsaadJasJaJcauseJofJprimaryJciliaryJdyskinesiaXJ
AmericanfJournalfoffHumanfGeneticsVJ2013VJibVJiiWaZf 11 111

94 zointJlinkageJandJassociationJanalysisJwithJexomeJsequenceJdataJimplicatesJSLsbeqdZJinJ
hypertriglyceridemiaXJAmericanfJournalfoffHumanfGeneticsVJ2013VJicVJaZceWde 11 35

93 MutationsJinJSPqwaJcauseJprimaryJciliaryJdyskinesiaJassociatedJwithJdefectiveJouterJandJinnerJ
dyneinJarmsXJAmericanfJournalfoffHumanfGeneticsVJ2013VJicVJgaaWbZ 11 109

92 qnalysisJofJfVeaeJexomesJrevealsJtheJrecentJoriginJofJmostJhumanJproteinWcodingJvariantsXJNatureVJ
2013VJdicVJbafWbZ 50.4 723

(2013-2014)
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91 LMandibulofacialJdysostosisJwithJmicrocephalyLJcausedJbyJuvTUtbJmutationsjJexpandingJtheJ
phenotypeXJAmericanfJournalfoffMedicalfGeneticsufPartfAVJ2013VJafaqVJaZhWac 2.5 56

90 uxomeJsequencingJrevealsJnovelJrareJvariantsJinJtheJryanodineJreceptorJandJcalciumJchannelJgenesJ
inJmalignantJhyperthermiaJfamiliesXJAnesthesiologyVJ2013VJaaiVJaZedWfe 4.3 45

89 qlteredJsplicingJofJqTPfqPbJcausesJXWlinkedJparkinsonismJwithJspasticityJRXPtSSXJHumanfMolecularf
GeneticsVJ2013VJbbVJcbeiWfh 5.6 89

88 ymputationJofJcodingJvariantsJinJqfricanJqmericansjJbetterJperformanceJusingJdataJfromJtheJexomeJ
sequencingJprojectXJBioinformaticsVJ2013VJbiVJbgddWi 7.2 30

87 sommonJandJrareJvonJWillebrandJfactorJRVWvSJcodingJvariantsVJVWvJlevelsVJandJfactorJVyyyJlevelsJinJ
qfricanJqmericansjJtheJNxLryJuxomeJSequencingJProjectXJBloodVJ2013VJabbVJeiZWg 2.2 60

86 MassivelyJparallelJsequencingjJtheJnewJfrontierJofJhematologicJgenomicsXJBloodVJ2013VJabbVJcbfhWge 2.2 17

85 MultiplexJtargetedJsequencingJidentifiesJrecurrentlyJmutatedJgenesJinJautismJspectrumJdisordersXJ
ScienceVJ2012VJcchVJafaiWbb 33.3 892

84 SporadicJautismJexomesJrevealJaJhighlyJinterconnectedJproteinJnetworkJofJdeJnovoJmutationsXJ
NatureVJ2012VJdheVJbdfWeZ 50.4 1587

83 uxomeJsequencingJofJextremeJphenotypesJidentifiesJtsTNdJasJaJmodifierJofJchronicJPseudomonasJ
aeruginosaJinfectionJinJcysticJfibrosisXJNaturefGeneticsVJ2012VJddVJhhfWi 36.3 170

82 TwvrbJmutationsJcauseJfamilialJthoracicJaorticJaneurysmsJandJdissectionsJassociatedJwithJmildJ
systemicJfeaturesJofJMarfanJsyndromeXJNaturefGeneticsVJ2012VJddVJiafWba 36.3 257

81 uvolutionJandJfunctionalJimpactJofJrareJcodingJvariationJfromJdeepJsequencingJofJhumanJexomesXJ
ScienceVJ2012VJccgVJfdWi 33.3 1280

80 TheJsentersJforJMendelianJwenomicsjJaJnewJlargeWscaleJinitiativeJtoJidentifyJtheJgenesJunderlyingJ
rareJMendelianJconditionsXJAmericanfJournalfoffMedicalfGeneticsufPartfAVJ2012VJaehqVJaebcWe 2.5 92

79 qJhumanJhomeoticJtransformationJresultingJfromJmutationsJinJPLsrdJandJwNqycJcausesJ
auriculocondylarJsyndromeXJAmericanfJournalfoffHumanfGeneticsVJ2012VJiZVJiZgWad 11 60

78 xaploinsufficiencyJofJSvcrdVJaJcomponentJofJtheJpreWmRNqJspliceosomalJcomplexVJcausesJNagerJ
syndromeXJAmericanfJournalfoffHumanfGeneticsVJ2012VJiZVJibeWcc 11 135

77 qutosomalJdominantJfamilialJdyskinesiaJandJfacialJmyokymiajJsingleJexomeJsequencingJidentifiesJaJ
mutationJinJadenylylJcyclaseJeXJArchivesfoffNeurologyVJ2012VJfiVJfcZWe 87

76 sopyJnumberJvariationJdetectionJandJgenotypingJfromJexomeJsequenceJdataXJGenomefResearchVJ
2012VJbbVJaebeWcb 9.7 406

75 uxomeJsequencingJidentifiesJaJspectrumJofJmutationJfrequenciesJinJadvancedJandJlethalJprostateJ
cancersXJProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaVJ2011VJaZhVJagZhgWib11.5 211

74 uxomeJsequencingJinJsporadicJautismJspectrumJdisordersJidentifiesJsevereJdeJnovoJmutationsXJ
NaturefGeneticsVJ2011VJdcVJeheWi 36.3 899
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73 VariationJinJLPqJisJassociatedJwithJLpRaSJlevelsJinJthreeJpopulationsJfromJtheJThirdJNationalJxealthJ
andJNutritionJuxaminationJSurveyXJPLoSfONEVJ2011VJfVJeaffZd 3.7 29

72 qJcbJkbJcriticalJregionJexcludingJYdZbxJinJsvxJmediatesJriskJforJageWrelatedJmacularJdegenerationXJ
PLoSfONEVJ2011VJfVJebeeih 3.7 41

71 uxomeJsequencingJasJaJtoolJforJMendelianJdiseaseJgeneJdiscoveryXJNaturefReviewsfGeneticsVJ2011VJ
abVJgdeWee 30.1 1265

70 wenomeWwideJstudiesJofJcopyJnumberJvariationJandJexomeJsequencingJidentifyJrareJvariantsJinJ
rqwcJasJaJcauseJofJdilatedJcardiomyopathyXJAmericanfJournalfoffHumanfGeneticsVJ2011VJhhVJbgcWhb 11 264

69 SpectrumJofJMLLbJRqLRSJmutationsJinJaaZJcasesJofJβabukiJsyndromeXJAmericanfJournalfoffMedicalf
GeneticsufPartfAVJ2011VJaeeqVJaeaaWf 2.5 132

68 uxomeJsequencingJidentifiesJSMqtcJmutationsJasJaJcauseJofJfamilialJthoracicJaorticJaneurysmJandJ
dissectionJwithJintracranialJandJotherJarterialJaneurysmsXJCirculationfResearchVJ2011VJaZiVJfhZWf 15.7 221

67 LinkageJandJassociationJofJphospholipidJtransferJproteinJactivityJtoJLqSSdXJJournalfoffLipidfResearch
VJ2011VJebVJahcgWdf 6.3 17

66 ydentificationVJreplicationVJandJfunctionalJfineWmappingJofJexpressionJquantitativeJtraitJlociJinJ
primaryJhumanJliverJtissueXJPLoSfGeneticsVJ2011VJgVJeaZZbZgh 6 171

65 riologicalVJclinicalJandJpopulationJrelevanceJofJieJlociJforJbloodJlipidsXJNatureVJ2010VJdffVJgZgWac 50.4 2742

64 uxomeJsequencingJidentifiesJtheJcauseJofJaJmendelianJdisorderXJNaturefGeneticsVJ2010VJdbVJcZWe 36.3 1573

63 uxomeJsequencingJidentifiesJMLLbJmutationsJasJaJcauseJofJβabukiJsyndromeXJNaturefGeneticsVJ2010
VJdbVJgiZWc 36.3 1041

62 SingleWnucleotideJevolutionaryJconstraintJscoresJhighlightJdiseaseWcausingJmutationsXJNaturef
MethodsVJ2010VJgVJbeZWa 21.6 139

61 TargetedJinterrogationJofJcopyJnumberJvariationJusingJSsyMMkitXJBioinformaticsVJ2010VJbfVJabZWb 7.2 6

60 MassivelyJparallelJsequencingJandJrareJdiseaseXJHumanfMolecularfGeneticsVJ2010VJaiVJRaaiWbd 5.6 147

59 sombinedJinfluenceJofJLtLRJandJxMwsRJsequenceJvariationJonJlipidWloweringJresponseJtoJ
simvastatinXJArteriosclerosisufThrombosisufandfVascularfBiologyVJ2010VJcZVJadheWib 9.4 52

58 teJnovoJratesJandJselectionJofJlargeJcopyJnumberJvariationXJGenomefResearchVJ2010VJbZVJadfiWha 9.7 221

57 TargetedJenrichmentJofJspecificJregionsJinJtheJhumanJgenomeJbyJarrayJhybridizationXJCurrentf
ProtocolsfinfHumanfGeneticsVJ2010VJshapterJahVJUnitJahXc 3.2 16

56 qJmethodJforJrapidVJtargetedJsNVJgenotypingJidentifiesJrareJvariantsJassociatedJwithJ
neurocognitiveJdiseaseXJGenomefResearchVJ2009VJaiVJaegiWhe 9.7 106

(2009-2011)
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55 TargetedJcaptureJandJmassivelyJparallelJsequencingJofJabJhumanJexomesXJNatureVJ2009VJdfaVJbgbWf 50.4 1573

54 MassivelyJparallelJexonJcaptureJandJlibraryWfreeJresequencingJacrossJafJgenomesXJNaturefMethodsVJ
2009VJfVJcaeWf 21.6 164

53 PopulationJanalysisJofJlargeJcopyJnumberJvariantsJandJhotspotsJofJhumanJgeneticJdiseaseXJ
AmericanfJournalfoffHumanfGeneticsVJ2009VJhdVJadhWfa 11 454

52 MethodsJforJgenomicJpartitioningXJAnnualfReviewfoffGenomicsfandfHumanfGeneticsVJ2009VJaZVJbfcWhd 9.7 98

51 MappingJandJsequencingJofJstructuralJvariationJfromJeightJhumanJgenomesXJNatureVJ2008VJdecVJefWfd 50.4 878

50 SystematicJassessmentJofJcopyJnumberJvariantJdetectionJviaJgenomeWwideJSNPJgenotypingXJNaturef
GeneticsVJ2008VJdZVJaaiiWbZc 36.3 174

49 sonceptVJdesignJandJimplementationJofJaJcardiovascularJgeneWcentricJeZJkJSNPJarrayJforJlargeWscaleJ
genomicJassociationJstudiesXJPLoSfONEVJ2008VJcVJecehc 3.7 321

48 PolymorphismsJofJtheJxNvaqJgeneJencodingJhepatocyteJnuclearJfactorWaJalphaJareJassociatedJwithJ
sWreactiveJproteinXJAmericanfJournalfoffHumanfGeneticsVJ2008VJhbVJaaicWbZa 11 155

47
VariationJinJtheJcWhydroxylWcWmethylglutarylJcoenzymeJaJreductaseJgeneJisJassociatedJwithJracialJ
differencesJinJlowWdensityJlipoproteinJcholesterolJresponseJtoJsimvastatinJtreatmentXJCirculationVJ
2008VJaagVJaecgWdd

16.7 122

46 qJcommonJVLtLRJpolymorphismJinteractsJwithJqPOuJgenotypeJinJtheJpredictionJofJcarotidJarteryJ
diseaseJriskXJJournalfoffLipidfResearchVJ2008VJdiVJehhWif 6.3 24

45 LPqJandJPLwJsequenceJvariationJandJkringleJyVWbJcopyJnumberJinJtwoJpopulationsXJHumanfHeredityVJ
2008VJffVJaiiWbZi 1.1 26

44 TollWlikeJreceptorJaJpolymorphismsJaffectJinnateJimmuneJresponsesJandJoutcomesJinJsepsisXJ
AmericanfJournalfoffRespiratoryfandfCriticalfCarefMedicineVJ2008VJaghVJgaZWbZ 10.2 226

43 yntegratingJhostJgenomicsJwithJsurveillanceJforJinvasiveJbacterialJdiseasesXJEmergingfInfectiousf
DiseasesVJ2008VJadVJaachWdZ 10.2 5

42 TheJenvironmentalJgenomeJprojectjJreferenceJpolymorphismsJforJdrugJmetabolismJgenesJandJ
genomeWwideJassociationJstudiesXJDrugfMetabolismfReviewsVJ2008VJdZVJbdaWfa 7 25

41 sompletingJtheJmapJofJhumanJgeneticJvariationXJNatureVJ2007VJddgVJafaWe 50.4 153

40 MutationalJandJselectiveJeffectsJonJcopyWnumberJvariantsJinJtheJhumanJgenomeXJNaturefGeneticsVJ
2007VJciVJSbbWi 36.3 193

39 TagSNPJevaluationJforJtheJassociationJofJdbJinflammationJlociJandJvascularJdiseasejJevidenceJofJyLfVJ
vwrVJqLOXeVJNvβryqVJandJyLdRJlociJeffectsXJHumanfGeneticsVJ2007VJabaVJfeWge 6.3 15

38 tirectJdetectionJofJnullJallelesJinJSNPJgenotypingJdataXJHumanfMolecularfGeneticsVJ2006VJaeVJaicaWg 5.6 28
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37 qlleleJfrequencyJmatchingJbetweenJSNPsJrevealsJanJexcessJofJlinkageJdisequilibriumJinJgenicJ
regionsJofJtheJhumanJgenomeXJPLoSfGeneticsVJ2006VJbVJeadb 6 62

36 sommonJgeneticJvariationJinJtheJprothrombinJgeneVJhormoneJtherapyVJandJincidentJnonfatalJ
myocardialJinfarctionJinJpostmenopausalJwomenXJAmericanfJournalfoffEpidemiologyVJ2006VJafcVJfZZWg 3.8 5

35 xighWthroughputJgenotypingJofJintermediateWsizeJstructuralJvariationXJHumanfMolecularfGeneticsVJ
2006VJaeVJaaeiWfg 5.6 25

34 weneticJvariationJisJassociatedJwithJsWreactiveJproteinJlevelsJinJtheJThirdJNationalJxealthJandJ
NutritionJuxaminationJSurveyXJCirculationVJ2006VJaadVJbdehWfe 16.7 126

33 qutomatingJresequencingWbasedJdetectionJofJinsertionWdeletionJpolymorphismsXJNaturefGeneticsVJ
2006VJchVJadegWfb 36.3 69

32 SequenceJdiversityVJnaturalJselectionJandJlinkageJdisequilibriumJinJtheJhumanJTJcellJreceptorJ
alphaYdeltaJlocusXJHumanfGeneticsVJ2006VJaaiVJbeeWff 6.3 16

31 qllelicJspectrumJofJtheJnaturalJvariationJinJsRPXJHumanfGeneticsVJ2006VJaaiVJdifWeZd 6.3 17

30 ufficientJselectionJofJtaggingJsingleWnucleotideJpolymorphismsJinJmultipleJpopulationsXJHumanf
GeneticsVJ2006VJabZVJehWfh 6.3 60

29 PolymorphismsJwithinJtheJsWreactiveJproteinJRsRPSJpromoterJregionJareJassociatedJwithJplasmaJ
sRPJlevelsXJAmericanfJournalfoffHumanfGeneticsVJ2005VJggVJfdWgg 11 258

28 uffectJofJVβORsaJhaplotypesJonJtranscriptionalJregulationJandJwarfarinJdoseXJNewfEnglandfJournalf
offMedicineVJ2005VJcebVJbbheWic 59.2 1149

27 TheJpatternsJofJnaturalJvariationJinJhumanJgenesXJAnnualfReviewfoffGenomicsfandfHumanfGeneticsVJ
2005VJfVJbhgWcab 9.7 96

26 tefinitionJandJclinicalJimportanceJofJhaplotypesXJAnnualfReviewfoffMedicineVJ2005VJefVJcZcWbZ 17.4 243

25 wenomicJregionsJexhibitingJpositiveJselectionJidentifiedJfromJdenseJgenotypeJdataXJGenomef
ResearchVJ2005VJaeVJaeecWfe 9.7 191

24 somprehensiveJidentificationJandJcharacterizationJofJdiallelicJinsertionWdeletionJpolymorphismsJinJ
ccZJhumanJcandidateJgenesXJHumanfMolecularfGeneticsVJ2005VJadVJeiWfi 5.6 124

23 PopulationJhistoryJandJnaturalJselectionJshapeJpatternsJofJgeneticJvariationJinJacbJgenesXJPLoSf
BiologyVJ2004VJbVJebhf 9.7 383

22 PatternJofJsequenceJvariationJacrossJbacJenvironmentalJresponseJgenesXJGenomefResearchVJ2004VJ
adVJahbaWca 9.7 147

21 MappingJcomplexJdiseaseJlociJinJwholeWgenomeJassociationJstudiesXJNatureVJ2004VJdbiVJddfWeb 50.4 500

20 TheJeffectsJofJscalejJvariationJinJtheJqPOqaYscYqdYqeJgeneJclusterXJHumanfGeneticsVJ2004VJaaeVJcfWef 6.3 40

(2004-2006)
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19 SelectingJaJmaximallyJinformativeJsetJofJsingleWnucleotideJpolymorphismsJforJassociationJanalysesJ
usingJlinkageJdisequilibriumXJAmericanfJournalfoffHumanfGeneticsVJ2004VJgdVJaZfWbZ 11 1334

18 xaplotypeJdiversityJacrossJaZZJcandidateJgenesJforJinflammationVJlipidJmetabolismVJandJbloodJ
pressureJregulationJinJtwoJpopulationsXJAmericanfJournalfoffHumanfGeneticsVJ2004VJgdVJfaZWbb 11 146

17 qdditionalJSNPsJandJlinkageWdisequilibriumJanalysesJareJnecessaryJforJwholeWgenomeJassociationJ
studiesJinJhumansXJNaturefGeneticsVJ2003VJccVJeahWba 36.3 262

16 SequenceJvariationJinJtheJhumanJTWcellJreceptorJlociXJImmunologicalfReviewsVJ2002VJaiZVJbfWci 11.3 25

15 qnalysisJofJSequenceJVariationsXJMethodsfandfPrinciplesfinfMedicinalfChemistryVJ2001VJdiWfh 0.4

14 SequenceJvariationJandJlinkageJdisequilibriumJinJtheJhumanJTWcellJreceptorJbetaJRTsRrSJlocusXJ
AmericanfJournalfoffHumanfGeneticsVJ2001VJfiVJchaWie 11 51

13 wenotypingJbyJligationJassaysXJCurrentfProtocolsfinfHumanfGeneticsVJ2001VJshapterJbVJUnitJbXf 3.2 2

12 xypertensionJandJsingleJnucleotideJpolymorphismsXJCurrentfHypertensionfReportsVJ2000VJbVJddWi 4.7 8

11 sladisticJstructureJwithinJtheJhumanJLipoproteinJlipaseJgeneJandJitsJimplicationsJforJphenotypicJ
associationJstudiesXJGeneticsVJ2000VJaefVJabeiWge 4 77

10 SequenceJvariationJinJtheJhumanJangiotensinJconvertingJenzymeXJNaturefGeneticsVJ1999VJbbVJeiWfb 36.3 408

9 tNqJsequenceJdiversityJinJaJiXgWkbJregionJofJtheJhumanJlipoproteinJlipaseJgeneXJNaturefGeneticsVJ
1998VJaiVJbccWdZ 36.3 436

8
OligonucleotideJligationJassayJforJdetectingJmutationsJinJtheJhumanJimmunodeficiencyJvirusJtypeJaJ
polJgeneJthatJareJassociatedJwithJresistanceJtoJzidovudineVJdidanosineVJandJlamivudineXJJournalfoff
ClinicalfMicrobiologyVJ1998VJcfVJefiWgb

9.7 51

7 ydentifyingJtNqJpolymorphismsJinJhumanJTsRqYtJvariableJgenesJbyJdirectJsequencingJofJPsRJ
productsXJImmunogeneticsVJ1996VJddVJabaWabg 3.2 2

6 ydentifylngJtNqJpolymorphismsJinJhumanTsRqYtJvariableJgenesJbyJdirectJsequencingJofJPsRJ
productsXJImmunogeneticsVJ1996VJddVJabaWabg 3.2 8

5 weneticJinteractionsJdriveJheterogeneityJinJcausalJvariantJeffectJsizesJforJgeneJexpressionJandJ
complexJtraits 1

4 weneticJanalysisJofdeJnovovariantsJrevealsJsexJdifferencesJinJcomplexJandJisolatedJcongenitalJ
diaphragmaticJherniaJandJindicatesMYRvasJaJcandidateJgene 3

3 SequencingJofJecVhcaJdiverseJgenomesJfromJtheJNxLryJTOPMedJProgram 68

2 qRMsiJandJTOwqRqMaJdefineJaJzoubertJsyndromeWassociatedJproteinJmoduleJthatJregulatesJ
axonemalJpostWtranslationalJmodificationsJandJciliumJstability 1
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1 weneJdiscoveryJforJMendelianJconditionsJviaJsocialJnetworkingjJdeJnovoJvariantsJinJβtMaqJcauseJ
developmentalJdelayJandJdistinctiveJfacialJfeatures 1
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