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k Paper IF Citations

48 DECIPHERtPSupportingPthePinterpretationPandPsharingPofPrarePdiseasePphenotypeflinkedPvariantPdataP
toPadvancePdiagnosisPandPresearchggPHumaniMutationeP2022eP 4.7 2

47 ThePGenePCurationPCoalitiontPAPglobalPeffortPtoPharmonizePgenefdiseasePevidencePresourcesggP
GeneticsiiniMedicineeP2022eP 8.1 4

46 GAnGHtPInternationalPpoliciesPandPstandardsPforPdataPsharingPacrossPgenomicPresearchPandP
healthcareggPCelliGenomicseP2021ePkePkiiilsfkiiils 20

45 ThePEuropeanPVariationPArchivetPaPFAIRPresourcePofPgenomicPvariationPforPallPspeciesgPNucleiciAcidsi
ResearcheP2021eP 20.1 10

44 EnsemblPlillgPNucleiciAcidsiResearcheP2021eP 20.1 72

43 EnsemblPlilkgPNucleiciAcidsiResearcheP2021ePnsePDrrnfDrsk 20.1 324

42 GENCODEPlilkgPNucleiciAcidsiResearcheP2021ePnsePDskpfDslm 20.1 82

41 ThePvaluePofPprimaryPtranscriptsPtoPthePclinicalPandPnonfclinicalPgenomicsPcommunitytPSurveyPresultsP
andProadmapPforPimprovementsgPMoleculariGeneticsiramp;iGenomiciMedicineeP2021ePekqrp 2.3 2

40 WholefgenomePsequencingPofPpatientsPwithPrarePdiseasesPinPaPnationalPhealthPsystemgPNatureeP2020eP
ormePspfkil 50.4 139

39 EnsemblPliligPNucleiciAcidsiResearcheP2020ePnrePDprlfDprr 20.1 645

38 FlexiblePandPscalablePdiagnosticPfilteringPofPgenomicPvariantsPusingPGlPPwithPEnsemblPVEPgPNaturei
CommunicationseP2019ePkiePlmqm 17.4 22

37 IQSEClfrelatedPencephalopathyPinPmalesPandPfemalestPaPcomparativePstudyPincludingPmqPnovelP
patientsgPGeneticsiiniMedicineeP2019ePlkePrmqfrns 8.1 32

36 ThePNHGRIfEBIPGWASPCatalogPofPpublishedPgenomefwidePassociationPstudiesePtargetedParraysPandP
summaryPstatisticsPliksgPNucleiciAcidsiResearcheP2019ePnqePDkiiofDkikl 20.1 1422

35 GENCODEPreferencePannotationPforPthePhumanPandPmousePgenomesgPNucleiciAcidsiResearcheP2019eP
nqePDqppfDqqm 20.1 1140

34 EnsemblPliksgPNucleiciAcidsiResearcheP2019ePnqePDqnofDqok 20.1 554

33 EnsemblPlikrgPNucleiciAcidsiResearcheP2018ePnpePDqonfDqpk 20.1 1822

32 APstandardizedPframeworkPforPrepresentationPofPancestryPdataPinPgenomicsPstudiesePwithP
applicationPtoPthePNHGRIfEBIPGWASPCataloggPGenomeiBiologyeP2018ePksePlk 18.3 87
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31 ScalingPupPdataPcurationPusingPdeepPlearningtPAnPapplicationPtoPliteraturePtriagePinPgenomicP
variationPresourcesgPPLoSiComputationaliBiologyeP2018ePknePekiipmsi 5 21

30 EnsemblPvariationPresourcesgPDatabase:itheiJournaliofiBiologicaliDatabasesiandiCurationeP2018eP
likreP 5 230

29 HaplosaurusPcomputesPproteinPhaplotypesPforPusePinPprecisionPdrugPdesigngPNatureiCommunicationseP
2018ePsePnklr 17.4 8

28 EnsemblPlikqgPNucleiciAcidsiResearcheP2017ePnoePDpmofDpnl 20.1 404

27 ThePnewPNHGRIfEBIPCatalogPofPpublishedPgenomefwidePassociationPstudiesPaGWASPCatalogbgPNucleici
AcidsiResearcheP2017ePnoePDrspfDsik 20.1 1321

26 EnsemblPlikpgPNucleiciAcidsiResearcheP2016ePnnePDqkifp 20.1 1094

25 ThePEnsemblPVariantPEffectPPredictorgPGenomeiBiologyeP2016ePkqePkll 18.3 2595

24 IntegratedPallelicePtranscriptionalePandPphenomicPdissectionPofPthePcardiacPeffectsPofPtitinP
truncationsPinPhealthPandPdiseasegPScienceiTranslationaliMedicineeP2015ePqePlqirap 17.5 267

23 EnsemblPlikogPNucleiciAcidsiResearcheP2015ePnmePDpplfs 20.1 1013

22 ImprovingPthePSequencePOntologyPterminologyPforPgenomicPvariantPannotationgPJournaliofi
BiomedicaliSemanticseP2015ePpePml 2.2 20

21 EnsemblPlikngPNucleiciAcidsiResearcheP2014ePnlePDqnsfoo 20.1 1087

20 LocusPReferencePGenomictPreferencePsequencesPforPthePreportingPofPclinicallyPrelevantPsequenceP
variantsgPNucleiciAcidsiResearcheP2014ePnlePDrqmfr 20.1 58

19 IntegrativePannotationPofPvariantsPfromPkislPhumanstPapplicationPtoPcancerPgenomicsgPScienceeP2013
ePmnlePklmoorq 33.3 281

18 EnsemblPlikmgPNucleiciAcidsiResearcheP2013ePnkePDnrfoo 20.1 797

17 EnsemblPliklgPNucleiciAcidsiResearcheP2012ePniePDrnfsi 20.1 798

16 ParalogousPannotationPofPdiseasefcausingPvariantsPinPlongPQTPsyndromePgenesgPHumaniMutationeP
2012ePmmePkkrrfkksk 4.7 26

15 APcombinedPfunctionalPannotationPscorePforPnonfsynonymousPvariantsgPHumaniHeredityeP2012ePqmePnqfok 1.1 79

14 EnsemblPlikkgPNucleiciAcidsiResearcheP2011ePmsePDriifp 20.1 590
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13 ModernizingPreferencePgenomePassembliesgPPLoSiBiologyeP2011ePsePekiikisk 9.7 294

12 EnsemblXsPkithPyeargPNucleiciAcidsiResearcheP2010ePmrePDooqfpl 20.1 240

11 DerivingPthePconsequencesPofPgenomicPvariantsPwithPthePEnsemblPAPIPandPSNPPEffectPPredictorgP
BioinformaticseP2010ePlpePlipsfqi 7.2 1240

10 APstandardPvariationPfilePformatPforPhumanPgenomePsequencesgPGenomeiBiologyeP2010ePkkePRrr 18.3 71

9 LocusPReferencePGenomicPsequencestPanPimprovedPbasisPforPdescribingPhumanPDNAPvariantsgP
GenomeiMedicineeP2010ePlePln 14.4 86

8 APdatabasePandPAPIPforPvariationePdensePgenotypingPandPresequencingPdatagPBMCiBioinformaticseP
2010ePkkePlmr 3.6 26

7 EnsemblPvariationPresourcesgPBMCiGenomicseP2010ePkkePlsm 4.5 104

6 TranscriptSNPViewtPaPgenomefwidePcatalogPofPmousePcodingPvariationgPNatureiGeneticseP2006ePmreProm 36.3 14

5 WormBasetPaPcomprehensivePdataPresourcePforPCaenorhabditisPbiologyPandPgenomicsgPNucleiciAcidsi
ResearcheP2005ePmmePDmrmfs 20.1 140

4 WormBasetPaPmultifspeciesPresourcePforPnematodePbiologyPandPgenomicsgPNucleiciAcidsiResearcheP
2004ePmlePDnkkfq 20.1 543

3 WormBasetPaPcrossfspeciesPdatabasePforPcomparativePgenomicsgPNucleiciAcidsiResearcheP2003ePmkePkmmfq 20.1 90

2 AnnotationPandPcurationPofPhumanPgenomicPvariationstPanPELIXIRPImplementationPStudygP
F1000ResearchesePkliq 3.6

1 APstandardizedPframeworkPforPrepresentationPofPancestryPdataPinPgenomicsPstudiesePwithP
applicationPtoPthePNHGRIfEBIPGWASPCatalog 2
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