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76 xOframeworkOtoOscoreOtheOeffectsOofOstructuralOvariantsOinOhealthOandOdiseaseeeOGenomeoResearchcO
2022cO 9.7 2

75 zx––dSplicedimprovingOgenomedwideOvariantOeffectOpredictionOusingOdeepOlearningdderivedOspliceO
scoreseOGenomeoMedicinecO2021cOhjcOjh 14.4 64

74 HemoMIPsdxutomatedOanalysisOandOresultOreportingOpipelineOforOtargetedOsequencingOdataeOPLoSo
ComputationaloBiologycO2020cOhmcOehggnplm 5 0

73 lentiMPRxOandOMPRxflowOforOhighdthroughputOfunctionalOcharacterizationOofOgeneOregulatoryO
elementseONatureoProtocolscO2020cOhlcOijondikhi 18.8 17

72 yayesianOOptimizationOImprovesOTissuedSpecificOPredictionOofOxctiveORegulatoryORegionsOwithO–eepO
NeuralONetworkseOLectureoNotesoinoComputeroSciencecO2020cOmggdmhi 0.9 0

71 TheOimpactOofOdifferentOnegativeOtrainingOdataOonOregulatoryOsequenceOpredictionseOPLoSoONEcO2020cO
hlcOegijnkhi 3.7 0

70 xOsystematicOevaluationOofOtheOdesignOandOcontextOdependenciesOofOmassivelyOparallelOreporterO
assayseONatureoMethodscO2020cOhncOhgojdhgph 21.6 28

69 IntegrationOofOmultipleOepigenomicOmarksOimprovesOpredictionOofOvariantOimpactOinOsaturationO
mutagenesisOreporterOassayeOHumanoMutationcO2019cOkgcOhiogdhiph 4.7 19

68 MutationsOinOtheOtranslocondassociatedOproteinOcomplexOsubunitOSSRjOcauseOaOnovelOcongenitalO
disorderOofOglycosylationeOJournaloofoInheritedoMetabolicoDiseasecO2019cOkicOppjdppn 5.4 10

67 –PxGThO–eficiencyOwithOβncephalopathyOX–PxGThdz–GYqOzlinicalOandOGeneticO–escriptionOofOhhO
NewOPatientseOJIMDoReportscO2019cOkkcOoldpi 1.9 11

66 SaturationOmutagenesisOofOtwentyOdiseasedassociatedOregulatoryOelementsOatOsingleObasedpairO
resolutioneONatureoCommunicationscO2019cOhgcOjloj 17.4 71

65 zoncurrentOgenomeOandOepigenomeOeditingObyOzRISPRdmediatedOsequenceOreplacementeOBMCo
BiologycO2019cOhncOpg 7.3 6

64 zx––qOpredictingOtheOdeleteriousnessOofOvariantsOthroughoutOtheOhumanOgenomeeONucleicoAcidso
ResearchcO2019cOkncO–oomd–opk 20.1 1165

63 GGzORepeatOβxpansionOandOβxonOhOMethylationOofOXYLThOIsOaOzommonOPathogenicOVariantOinO
yarateladScottOSyndromeeOAmericanoJournaloofoHumanoGeneticscO2019cOhgkcOjldkk 11 47

62 MutationsOinOtheOfourthO˛†dpropellerOdomainOofOLRPkOareOassociatedOwithOisolatedOsyndactylyOwithO
fusionOofOtheOthirdOandOfourthOfingerseOHumanoMutationcO2018cOjpcOohhdohl 4.7 11

61 yidallelicOPOLRjxOLossdofdFunctionOVariantsOzauseOxutosomaldRecessiveOWiedemanndRautenstrauchO
SyndromeeOAmericanoJournaloofoHumanoGeneticscO2018cOhgjcOpmodpnl 11 28

60 MultiplexOassessmentOofOproteinOvariantOabundanceObyOmassivelyOparallelOsequencingeONatureo
GeneticscO2018cOlgcOonkdooi 36.3 163
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59 xctivationOofOaOcrypticOspliceOsiteOinOtheOmitochondrialOelongationOfactorOGFMhOcausesOcombinedO
OXPHOSOdeficiencyeOMitochondrioncO2017cOjkcOokdpg 4.9 16

58 MolecularOoutcomescOclinicalOconsequencescOandOgeneticOdiagnosisOofOOculocutaneousOxlbinismOinO
PakistaniOpopulationeOScientificoReportscO2017cOncOkkhol 4.9 15

57 TheOevolutionaryOandOphylogeographicOhistoryOofOwoollyOmammothsqOaOcomprehensiveOmitogenomicO
analysiseOScientificoReportscO2017cOncOkklol 4.9 34

56 βncephalopathyOcausedObyOnovelOmutationsOinOtheOzMPdsialicOacidOtransportercOSLzjlxheOAmericano
JournaloofoMedicaloGenetics,oPartoAcO2017cOhnjcOipgmdiphh 2.5 16

55 xOsystematicOcomparisonOrevealsOsubstantialOdifferencesOinOchromosomalOversusOepisomalOencodingO
ofOenhancerOactivityeOGenomeoResearchcO2017cOincOjodli 9.7 148

54 NovelOapproachOtoOgeneticOanalysisOandOresultsOinOjgggOhemophiliaOpatientsOenrolledOinOtheOMyOLifecO
OurOFutureOinitiativeeOBloodoAdvancescO2017cOhcOoikdojk 7.8 52

53 zelldfreeO–NxOzomprisesOanOInOVivoONucleosomeOFootprintOthatOInformsOItsOTissuesdOfdOrigineOCellcO
2016cOhmkcOlndmo 56.2 664

52 xcceleratingOmatchmakingOofOnovelOdysmorphologyOsyndromesOthroughOclinicalOandOgenomicO
characterizationOofOaOlargeOcohorteOGeneticsoinoMedicinecO2016cOhocOmomdpl 8.1 35

51 xncientOgeneOflowOfromOearlyOmodernOhumansOintoOβasternONeanderthalseONaturecO2016cOljgcOkipdjj 50.4 269

50 dassociatedOdevelopmentalOdisordersOexhibitOdistinctOclassesOofOmutationsOwithOvariableOexpressionO
andOtissueOdistributioneOJCIoInsightcO2016cOhcO 9.9 90

49 xLGhdz–GqOzlinicalOandOMolecularOzharacterizationOofOjpOUnreportedOPatientseOHumanoMutationcO
2016cOjncOmljdmg 4.7 30

48 βxpandingOtheOclinicalOandOgeneticOheterogeneityOofOhereditaryOdisordersOofOconnectiveOtissueeO
HumanoGeneticscO2016cOhjlcOlildlkg 6.3 61

47 SR–lxjdz–GqOβxpandingOtheOphenotypeOofOaOcongenitalOdisorderOofOglycosylationOwithOemphasisOonO
adultOonsetOfeatureseOAmericanoJournaloofoMedicaloGenetics,oPartoAcO2016cOhngcOjhmldjhnh 2.5 16

46 yiallelicOmutationsOinOyRzxhOcauseOaOnewOFanconiOanemiaOsubtypeeOCanceroDiscoverycO2015cOlcOhjldki 24.4 215

45 RunningOspelldcheckOtoOidentifyOregulatoryOvariantseONatureoGeneticscO2015cOkncOoljdl 36.3 5

44 TheOGeneticOyasisOofOMendelianOPhenotypesqO–iscoveriescOzhallengescOandOOpportunitieseOAmericano
JournaloofoHumanoGeneticscO2015cOpncOhppdihl 11 432

43 βxomeOsequencingOrevealsOpathogenicOmutationsOinOphOstrainsOofOmiceOwithOMendelianOdisorderseO
GenomeoResearchcO2015cOilcOpkodln 9.7 38

42 xutosomald–ominantOMultipleOPterygiumOSyndromeOIsOzausedObyOMutationsOinOMYHjeOAmericano
JournaloofoHumanoGeneticscO2015cOpmcOokhdp 11 36

(2015-2017)

3



41 zhallengesOandOsolutionsOforOgeneOidentificationOinOtheOpresenceOofOfamilialOlocusOheterogeneityeO
EuropeanoJournaloofoHumanoGeneticscO2015cOijcOhigndhl 5.3 29

40 βxpandingOtheOMolecularOandOzlinicalOPhenotypeOofOSSRkdz–GeOHumanoMutationcO2015cOjmcOhgkodlh 4.7 15

39 WholeOexomeOsequencingOidentifiesOdeOnovoOheterozygousOzxVhOmutationsOassociatedOwithOaOnovelO
neonatalOonsetOlipodystrophyOsyndromeeOAmericanoJournaloofoMedicaloGenetics,oPartoAcO2015cOhmnxcOhnpmdogm2.5 49

38 –eOnovoOmutationsOinONxLzNOcauseOaOsyndromeOcharacterizedObyOcongenitalOcontracturesOofOtheO
limbsOandOfacecOhypotoniacOandOdevelopmentalOdelayeOAmericanoJournaloofoHumanoGeneticscO2015cOpmcOkmidnj11 91

37 βvaluatingOintradOandOinterdindividualOvariationOinOtheOhumanOplacentalOtranscriptomeeOGenomeo
BiologycO2015cOhmcOlk 18.3 43

36 PatternsOofOcodingOvariationOinOtheOcompleteOexomesOofOthreeONeandertalseOProceedingsoofotheo
NationaloAcademyoofoSciencesoofotheoUnitedoStatesoofoAmericacO2014cOhhhcOmmmmdnh 11.5 175

35 zharacterizationOofOancientOandOmodernOgenomesObyOSNPOdetectionOandOphylogenomicOandO
metagenomicOanalysisOusingOPxLβOMIXeONatureoProtocolscO2014cOpcOhglmdoi 18.8 231

34 TheOcompleteOgenomeOsequenceOofOaONeanderthalOfromOtheOxltaiOMountainseONaturecO2014cOlglcOkjdp 50.4 1339

33 xOnewOcongenitalOdisorderOofOglycosylationOcausedObyOaOmutationOinOSSRkcOtheOsignalOsequenceO
receptorOkOproteinOofOtheOTRxPOcomplexeOHumanoMolecularoGeneticscO2014cOijcOhmgidl 5.6 33

32 xOgeneralOframeworkOforOestimatingOtheOrelativeOpathogenicityOofOhumanOgeneticOvariantseONatureo
GeneticscO2014cOkmcOjhgdl 36.3 3626

31 SomaticOmutationsOinOcerebralOcorticalOmalformationseONewoEnglandoJournaloofoMedicinecO2014cOjnhcOnjjdkj59.2 265

30 MutationsOinORSPHhOcauseOprimaryOciliaryOdyskinesiaOwithOaOuniqueOclinicalOandOciliaryOphenotypeeO
AmericanoJournaloofoRespiratoryoandoCriticaloCareoMedicinecO2014cOhopcOngndhn 10.2 139

29 TheOearliestOtranscribedOzygoticOgenesOareOshortcOnewlyOevolvedcOandOdifferentOacrossOspecieseOCello
ReportscO2014cOmcOioldpi 10.6 121

28 PrimateOiPSOcellsOasOtoolsOforOevolutionaryOanalyseseOStemoCelloResearchcO2014cOhicOmiidp 1.6 41

27 MosaicismOofOtheOU–PdgalactoseOtransporterOSLzjlxiOcausesOaOcongenitalOdisorderOofOglycosylationeO
AmericanoJournaloofoHumanoGeneticscO2013cOpicOmjidm 11 93

26 zomparativeOpopulationOgenomicsOofOtheOejaculateOinOhumansOandOtheOgreatOapeseOMolecularoBiologyo
andoEvolutioncO2013cOjgcOpmkdnm 8.3 34

25 freeIbisqOanOefficientObasecallerOwithOcalibratedOqualityOscoresOforOIlluminaOsequencerseO
BioinformaticscO2013cOipcOhigodp 7.2 68

24 OpsinsOinOonychophoraOXvelvetOwormsYOsuggestOaOsingleOoriginOandOsubsequentOdiversificationOofO
visualOpigmentsOinOarthropodseOMolecularoBiologyoandoEvolutioncO2012cOipcOjklhdo 8.3 49
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23 xOhighdcoverageOgenomeOsequenceOfromOanOarchaicO–enisovanOindividualeOSciencecO2012cOjjocOiiidm 33.3 1276

22 xnalysisOofOhighdthroughputOancientO–NxOsequencingOdataeOMethodsoinoMolecularoBiologycO2012cOokgcOhpndiio1.4 129

21 –oubleOindexingOovercomesOinaccuraciesOinOmultiplexOsequencingOonOtheOIlluminaOplatformeONucleico
AcidsoResearchcO2012cOkgcOej 20.1 681

20
TranscriptomesOofOgerminalOzonesOofOhumanOandOmouseOfetalOneocortexOsuggestOaOroleOofO
extracellularOmatrixOinOprogenitorOselfdrenewaleOProceedingsoofotheoNationaloAcademyoofoSciencesoofo
theoUnitedoStatesoofoAmericacO2012cOhgpcOhhojmdkh

11.5 215

19 –eepOproteomeOandOtranscriptomeOmappingOofOaOhumanOcancerOcellOlineeOMolecularoSystemsoBiologycO
2011cOncOlko 12.2 723

18 TheOevolutionOofOgeneOexpressionOlevelsOinOmammalianOorganseONaturecO2011cOknocOjkjdo 50.4 787

17 –enisovaOadmixtureOandOtheOfirstOmodernOhumanOdispersalsOintoOSoutheastOxsiaOandOOceaniaeO
AmericanoJournaloofoHumanoGeneticscO2011cOopcOlhmdio 11 390

16 xddressingOchallengesOinOtheOproductionOandOanalysisOofOilluminaOsequencingOdataeOBMCoGenomicscO
2011cOhicOjoi 4.5 99

15 GeneticOhistoryOofOanOarchaicOhomininOgroupOfromO–enisovaOzaveOinOSiberiaeONaturecO2010cOkmocOhgljdmg 50.4 1169

14 RoadOblocksOonOpaleogenomesddpolymeraseOextensionOprofilingOrevealsOtheOfrequencyOofOblockingO
lesionsOinOancientO–NxeONucleicoAcidsoResearchcO2010cOjocOehmh 20.1 43

13 RemovalOofOdeaminatedOcytosinesOandOdetectionOofOinOvivoOmethylationOinOancientO–NxeONucleico
AcidsoResearchcO2010cOjocOeon 20.1 283

12 xOdraftOsequenceOofOtheONeandertalOgenomeeOSciencecO2010cOjiocOnhgdnii 33.3 2599

11 IlluminaOsequencingOlibraryOpreparationOforOhighlyOmultiplexedOtargetOcaptureOandOsequencingeOColdo
SpringoHarboroProtocolscO2010cOighgcOpdbeprotlkko 1.2 1195

10 xOcompleteOmt–NxOgenomeOofOanOearlyOmodernOhumanOfromOKostenkicORussiaeOCurrentoBiologycO2010
cOigcOijhdm 6.3 213

9 HighdthroughputO–NxOsequencingddconceptsOandOlimitationseOBioEssayscO2010cOjicOlikdjm 4.1 397

8 ImprovedObaseOcallingOforOtheOIlluminaOGenomeOxnalyzerOusingOmachineOlearningOstrategieseOGenomeo
BiologycO2009cOhgcORoj 18.3 188

7 StructuralOconservationOversusOfunctionalOdivergenceOofOmaternallyOexpressedOmicroRNxsOinOtheO
–lkhfGtliOimprintingOregioneOBMCoGenomicscO2008cOpcOjkm 4.5 45

6 SaturationOmutagenesisOofOdiseasedassociatedOregulatoryOelements 2
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5 MultiplexOxssessmentOofOProteinOVariantOxbundanceObyOMassivelyOParallelOSequencing 5

4 MassivelyOparallelOdissectionOofOhumanOacceleratedOregionsOinOhumanOandOchimpanzeeOneuralOprogenitors 18

3 xOsystematicOevaluationOofOtheOdesigncOorientationcOandOsequenceOcontextOdependenciesOofO
massivelyOparallelOreporterOassays 8

2 xOsystematicOcomparisonOrevealsOsubstantialOdifferencesOinOchromosomalOversusOepisomalOencodingO
ofOenhancerOactivity 1

1 zx––dSVOâ��OaOframeworkOtoOscoreOtheOeffectsOofOstructuralOvariantsOinOhealthOandOdisease 1
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