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47 TheMeMxRzxMgenotypeMsetMofMkfYjdjMsubjectsMimputedMtoM~gcMmillionMvariantsMgenomeMwideMandM
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37 tMcuratedMgeneMlistMforMreportingMresultsMofMnewbornMgenomicMsequencingaMGeneticsgingMedicineYM
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36
xlectronicMhealthMrecordMphenotypeMinMsubjectsMwithMgeneticMvariantsMassociatedMwithM
arrhythmogenicMrightMventricularMcardiomyopathymMaMstudyMofMfcYjdiMsubjectsMwithMexomeM
sequencingaMGeneticsgingMedicineYM2017YMdlYMdeghZdehe
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35 tMvomparisonMofMWholeMzenomeMSequencingMtoMMultigeneMPanelMTestingMinM~ypertrophicM
vardiomyopathyMPatientsaMCirculation:gCardiovasculargGeneticsYM2017YMdcYM 45

34 TheM mpactMofMWholeZzenomeMSequencingMonMtheMPrimaryMvareMandMOutcomesMofM~ealthyMtdultM
PatientsmMtMPilotMRandomizedMTrialaMAnnalsgofgInternalgMedicineYM2017YMdijYMdhlZdil 8 112

33 UsingMlargeMsequencingMdataMsetsMtoMrefineMintragenicMdiseaseMregionsMandMprioritizeMclinicalMvariantM
interpretationaMGeneticsgingMedicineYM2017YMdlYMgliZhcg 8.1 11

32 OuigMwataOMzetsMPersonalaMSciencegTranslationalgMedicineYM2016YMkYMfeefsfZffsf 17.5 3

31
NextMgenerationMsequencingZbasedMcopyMnumberManalysisMrevealsMlowMprevalenceMofMdeletionsMandM
duplicationsMinMgiMgenesMassociatedMwithMgeneticMcardiomyopathiesaMMoleculargGeneticsgmamp;g
GenomicgMedicineYM2016YMgYMdgfZhd
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30 VisvapmMinferenceMandMvisualizationMofMgermZlineMcopyZnumberMvariantsMfromMtargetedMclinicalM
sequencingMdataaMGeneticsgingMedicineYM2016YMdkYMjdeZl 8.1 46
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29 uioinformaticsMWorkflowMforMvlinicalMWholeMzenomeMSequencingMatMPartnersM~ealthvareM
PersonalizedMMedicineaMJournalgofgPersonalizedgMedicineYM2016YMiYM 3.6 16

28  nformationMTechnologyMSupportMforMvlinicalMzeneticMTestingMwithinManMtcademicMMedicalMventeraM
JournalgofgPersonalizedgMedicineYM2016YMiYM 3.6 7

27 wetectingMvopyMNumberMVariationMviaMNextMzenerationMTechnologyaMCurrentgGeneticgMedicineg
ReportsYM2016YMgYMjgZkh 2.2 14

26 RetrospectiveMstudyMofMprenatalMultrasoundMfindingsMinMnewbornsMwithMaMNoonanMspectrumMdisorderaM
PrenatalgDiagnosisYM2016YMfiYMgdkZef 3.2 18

25 wistributionMandMclinicalMimpactMofMfunctionalMvariantsMinMhcYjeiMwholeZexomeMsequencesMfromMtheM
wiscovx~RMstudyaMScienceYM2016YMfhgYM 33.3 320

24 NavigatingMhighlyMhomologousMgenesMinMaMmolecularMdiagnosticMsettingmMaMresourceMforMclinicalM
nextZgenerationMsequencingaMGeneticsgingMedicineYM2016YMdkYMdekeZdekl 8.1 103

23
PerformanceMofMtvMzZtMPMVariantZ nterpretationMzuidelinesMamongMNineMLaboratoriesMinMtheM
vlinicalMSequencingMxxploratoryMResearchMvonsortiumaMAmericangJournalgofgHumangGeneticsYM2016YM
lkYMdcijZdcji

11 271

22 vlinicalMSequencingMxxploratoryMResearchMvonsortiummMtcceleratingMxvidenceZuasedMPracticeMofM
zenomicMMedicineaMAmericangJournalgofgHumangGeneticsYM2016YMlkYMdchdZdcii 11 107
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 nheritedMv~STddbM RfleeMdeletionMisMassociatedMwithMaMnovelMrecessiveMsyndromeMpresentingMwithM
skeletalMmalformationMandMmalignantMlymphoproliferativeMdiseaseaMMoleculargGeneticsgmamp;g
GenomicgMedicineYM2015YMfYMgdfZef

2.3 8
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vanadianMOpenMzeneticsMRepositoryMUvOzRVmMaMunifiedMclinicalMgenomicsMdatabaseMasMaMcommunityM
resourceMforMstandardisingMandMsharingMgeneticMinterpretationsaMJournalgofgMedicalgGeneticsYM2015YM
heYMgfkZgh

5.8 23

19 ResultsMofMclinicalMgeneticMtestingMofMeYldeMprobandsMwithMhypertrophicMcardiomyopathymMexpandedM
panelsMofferMlimitedMadditionalMsensitivityaMGeneticsgingMedicineYM2015YMdjYMkkcZk 8.1 236

18 TheMlandscapeMofMgeneticMvariationMinMdilatedMcardiomyopathyMasMsurveyedMbyMclinicalMwNtM
sequencingaMGeneticsgingMedicineYM2014YMdiYMicdZk 8.1 215

17 NewMmolecularMgeneticMtestsMinMtheMdiagnosisMofMheartMdiseaseaMClinicsgingLaboratorygMedicineYM2014YM
fgYMdfjZhiYMviiZviii 2.1 6

16 tMsystematicMapproachMtoMtheMreportingMofMmedicallyMrelevantMfindingsMfromMwholeMgenomeM
sequencingaMBMCgMedicalgGeneticsYM2014YMdhYMdfg 2.1 66

15
tnMinternationalMeffortMtowardsMdevelopingMstandardsMforMbestMpracticesMinManalysisYMinterpretationM
andMreportingMofMclinicalMgenomeMsequencingMresultsMinMtheMvLtR TYMvhallengeaMGenomegBiologyYM
2014YMdhYMRhf

18.3 86

14 PathologyMinformaticsMfellowshipMtrainingmMyocusMonMmolecularMpathologyaMJournalgofgPathologyg
InformaticsYM2014YMhYMdd 4.4 6

13 wesigningMalgorithmsMforMdeterminingMsignificanceMofMwNtMmissenseMchangesaMMethodsgingMolecularg
BiologyYM2014YMddikYMehdZie 1.4

12 tMsystematicMapproachMtoMassessingMtheMclinicalMsignificanceMofMgeneticMvariantsaMClinicalgGeneticsYM
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11 tMsurveyMofMinformaticsMapproachesMtoMwholeZexomeMandMwholeZgenomeMclinicalMreportingMinMtheM
electronicMhealthMrecordaMGeneticsgingMedicineYM2013YMdhYMkegZfe 8.1 56

10 tmericanMvollegeMofMMedicalMzeneticsMandMzenomicsMtechnicalMstandardsMandMguidelinesmMmicroarrayM
analysisMforMchromosomeMabnormalitiesMinMneoplasticMdisordersaMGeneticsgingMedicineYM2013YMdhYMgkgZlg 8.1 45

9
zainZofZfunctionMmutationsMinMtheMmechanicallyMactivatedMionMchannelMP xZOeMcauseMaMsubtypeMofM
wistalMtrthrogryposisaMProceedingsgofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofg
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11.5 151

8 tMzvZwaveMcorrectionMalgorithmMthatMimprovesMtheManalyticalMperformanceMofMavz~aMJournalgofg
MoleculargDiagnosticsYM2012YMdgYMhhcZl 5.1 7

7 wevelopmentMandMvalidationMofMaMcomputationalMmethodMforMassessmentMofMmissenseMvariantsMinM
hypertrophicMcardiomyopathyaMAmericangJournalgofgHumangGeneticsYM2011YMkkYMdkfZle 11 60

6 wynamicYMmatingZinducedMgeneMexpressionMchangesMinMfemaleMheadMandMbrainMtissuesMofMwrosophilaM
melanogasteraMBMCgGenomicsYM2010YMddYMhgd 4.5 47

5 SomaticYMgermlineMandMsexMhierarchyMregulatedMgeneMexpressionMduringMwrosophilaMmetamorphosisaM
BMCgGenomicsYM2009YMdcYMkc 4.5 44

4 xcdysoneMreceptorMactsMinMfruitlessZMexpressingMneuronsMtoMmediateMdrosophilaMcourtshipMbehaviorsaM
CurrentgBiologyYM2009YMdlYMdggjZhe 6.3 50

3 tMModelMforMzenomeZyirstMvaremMReturningMSecondaryMzenomicMyindingsMtoMParticipantsMandMTheirM
~ealthcareMProvidersMinMaMLargeMResearchMvohort 2

2 PolygenicMbackgroundMmodifiesMpenetranceMofMmonogenicMvariantsMconferringMriskMforMcoronaryM
arteryMdiseaseYMbreastMcancerYMorMcolorectalMcancer 5

1 ValidationMofMaMTransZtncestryMPolygenicMRiskMScoreMforMTypeMeMwiabetesMinMwiverseMPopulations 1
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