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78 xiagnosisMofM eneticMWhiteMMatterMxisordersMbyMSingletonMWholeayxomeMandM enomeMSequencingM
UsingMönteractomeaxrivenMPrioritizationbbMNeurologyZM2022ZM 6.5 2

77 SystematicMwollaborativeMReanalysisMofM enomicMxataMömprovesMxiagnosticMYieldMinMNeurologicMRareM
xiseasesbbMJournaleofeMoleculareDiagnosticsZM2022ZMfhZMifmaihf 5.1 1

76  uh HnMönternationalMpoliciesMandMstandardsMforMdataMsharingMacrossMgenomicMresearchMandM
healthcarebbMCelleGenomicsZM2021ZMeZMedddfmaedddfm 20

75 zineascaleMpopulationMstructureMinMfiveMruralMpopulationsMfromMtheMSpanishMyasternMPyreneesMusingM
highacoverageMwholeagenomeMsequenceMdatabMEuropeaneJournaleofeHumaneGeneticsZM2021ZMfmZMeiikaeiji 5.3 0

74 SolvingMunsolvedMrareMneurologicalMdiseasesaaMSolveaRxMviewpointbMEuropeaneJournaleofeHumane
GeneticsZM2021ZMfmZMeggfaeggj 5.3 0

73 SolveaRxnMsystematicMpanayuropeanMdataMsharingMandMcollaborativeManalysisMtoMsolveMrareMdiseasesbM
EuropeaneJournaleofeHumaneGeneticsZM2021ZMfmZMegfiaegge 5.3 10

72 SolvingMpatientsMwithMrareMdiseasesMthroughMprogrammaticMreanalysisMofMgenomeaphenomeMdatabM
EuropeaneJournaleofeHumaneGeneticsZM2021ZMfmZMeggkaeghk 5.3 4

71  eneticMlesionsMinMMYwMandMSTuTgMdriveMoncogenicMtranscriptionMfactorMoverexpressionMinM
plasmablasticMlymphomabMHaematologicaZM2021ZMedjZMeefdaeefl 6.6 12

70 yLöXöRayXwyLyRuTynMestablishingMyuropeUsMdataMinfrastructureMforMtheMlifeMscienceMresearchMofMtheM
futurebMEMBOeJournalZM2021ZMhdZMeedkhdm 13 11

69 uutosomalMrecessiveMvariantsMinMalterMtheM˛‡atubulinMringMcomplexMleadingMtoMneurodevelopmentalM
diseasebMIScienceZM2021ZMfhZMedemhl 6.1 1

68 SuccessfulMtreatmentMofMintractableMepilepsyMwithMketogenicMdietMtherapyMinMtwinsMwithMuL gawx bM
BraineandeDevelopmentZM2020ZMhfZMigmaihi 2.2 6

67 ömprovedMxiagnosisMofMRareMxiseaseMPatientsMthroughMSystematicMxetectionMofMRunsMofM
HomozygositybMJournaleofeMoleculareDiagnosticsZM2020ZMffZMefdiaefei 5.1 8

66
xiagnosticMvalueMofMboneMmarrowMcoreMbiopsyMpatternsMinMlymphoplasmacyticM
lymphomacWaldenstrˆ¶mMmacroglobulinaemiaMandMdescriptionMofMitsMmutationalMprofilesMbyM
targetedMN SbMJournaleofeClinicalePathologyZM2020ZMkgZMikeaikk

3.9 1

65 uMsingleMnucleotideMdeletionMresultingMinMaMframeshiftMinMexonMhMofMTuvfMisMassociatedMwithMaM
polyvalularMsyndromebMEuropeaneJournaleofeMedicaleGeneticsZM2020ZMjgZMedglih 2.6 5

64 PanacancerManalysisMofMwholeMgenomesbMNatureZM2020ZMiklZMlfamg 50.4 840

63 yxomeMsequencingMidentifiesMmutationsMinMthreeMcasesMdiagnosedMwithMRetinitisMPigmentosaMandM
hearingMimpairmentbMMoleculareVisionZM2020ZMfjZMfejaffi 2.3 2

62 uMcallMforMglobalMactionMforMrareMdiseasesMinMufricabMNatureeGeneticsZM2020ZMifZMfeafj 36.3 11
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61 zrameworkMforMqualityMassessmentMofMwholeMgenomeMcancerMsequencesbMNatureeCommunicationsZM
2020ZMeeZMidhd 17.4 1

60 vehrMsyndromeMandMhypertrophicMcardiomyopathyMinMaMfamilyMwithMaMnovelMUwHLeMdeletionbMJournale
ofeNeurologyZM2020ZMfjkZMgjhgagjhm 5.5 3

59 arelatedMautosomalMrecessiveMencephalopathyMinMfMTurkishMchildrenbMNeurology:eGeneticsZM2020ZMjZMegmf 3.8 4

58 uMguideMtoMwritingMsystematicMreviewsMofMrareMdiseaseMtreatmentsMtoMgenerateMzuöRacompliantM
datasetsnMbuildingMaMTreatabolomebMOrphaneteJournaleofeRareeDiseasesZM2020ZMeiZMfdj 4.2 8

57 TheMethyleneMreceptorsMwpyTReuMandMwpyTRfvMcooperateMinMtheMcontrolMofMsexMdeterminationMinM
wucurbitaMpepobMJournaleofeExperimentaleBotanyZM2020ZMkeZMeihaejk 7 15

56 LeveragingMyuropeanMinfrastructuresMtoMaccessMeMmillionMhumanMgenomesMbyMfdffbMNatureeReviewse
GeneticsZM2019ZMfdZMjmgakde 30.1 36

55 wlonalMdynamicsMmonitoringMduringMclinicalMevolutionMinMchronicMlymphocyticMleukaemiabMScientifice
ReportsZM2019ZMmZMmki 4.9 4

54 whromosomeMefpMumplificationMinMTripleaNegativecMutatedMvreastMwancerMussociatesMwithM
ymergenceMofMxocetaxelMResistanceMandMwarboplatinMSensitivitybMCancereResearchZM2019ZMkmZMhfilahfkd 10.1 6

53 öncreasingMphenotypicMannotationMimprovesMtheMdiagnosticMrateMofMexomeMsequencingMinMaMrareM
neuromuscularMdisorderbMHumaneMutationZM2019ZMhdZMekmkaelef 4.7 9

52 MutationsMinMTöMMidMcauseMsevereMmitochondrialMdysfunctionMbyMtargetingMkeyMaspectsMofM
mitochondrialMphysiologybMHumaneMutationZM2019ZMhdZMekddaekef 4.7 12

51 öntegratedMunalysisMofM ermlineMandMTumorMxNuMödentifiesMNewMwandidateM enesMönvolvedMinM
zamilialMwolorectalMwancerbMCancersZM2019ZMeeZM 6.6 8

50 andMhijackMimmunoglobulinMlightachainMenhancersMinMcyclinMxeMmantleMcellMlymphomabMBloodZM2019ZM
eggZMmhdamie 2.2 48

49 yxpansionMofMtheMHumanMPhenotypeMOntologyMVHPOWMknowledgeMbaseMandMresourcesbMNucleiceAcidse
ResearchZM2019ZMhkZMxedelaxedfk 20.1 333

48 MutationsMinMVpseiMperturbMneuronalMmigrationMinMmiceMandMareMassociatedMwithM
neurodevelopmentalMdiseaseMinMhumansbMNatureeNeuroscienceZM2018ZMfeZMfdkafek 25.5 24

47 RareMgermlineMcopyMnumberMvariantsMinMcolorectalMcancerMpredispositionMcharacterizedMbyMexomeM
sequencingManalysisbMJournaleofeGeneticseandeGenomicsZM2018ZMhiZMheahi 4 11

46 RecessiveMvariantsMofMMuSKMareMassociatedMwithMlateMonsetMwMSMandMpredominantMlimbMgirdleM
weaknessbMAmericaneJournaleofeMedicaleGeneticsseParteAZM2018ZMekjZMeimhaejde 2.5 17

45 PhenomicMandM enomicMwharacterizationMofMaMMutantMPlatformMinbMFrontierseinePlanteScienceZM2018ZMmZMedhm6.2 11

44 HeterozygousMmutationMcausesMfamilialMataxiaMwithMcognitiveMaffectiveMsyndromeMVSwuhlWbM
NeurologyZM2018ZMmeZMeemllaeemml 6.5 59
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43 SplenicMdiffuseMredMpulpMsmallMvacellMlymphomaMdisplaysMincreasedMexpressionMofMcyclinMxgMandM
recurrentMwwNxgMmutationsbMBloodZM2017ZMefmZMedhfaedhi 2.2 31

42 venchmarkingMofMWholeMyxomeMSequencingMandMudMHocMxesignedMPanelsMforM eneticMTestingMofM
HereditaryMwancerbMScientificeReportsZM2017ZMkZMgkmlh 4.9 31

41 MutationsMinMTRuPPweeMareMassociatedMwithMaMcongenitalMdisorderMofMglycosylationbMHumaneMutation
ZM2017ZMglZMehlaeie 4.7 26

40 SharedMOncogenicMPathwaysMömplicatedMinMvothMVirusaPositiveMandMUVaönducedMMerkelMwellM
warcinomasbMJournaleofeInvestigativeeDermatologyZM2017ZMegkZMemkafdj 4.3 55

39 WholeMexomeMsequencingMasMaMdiagnosticMtoolMforMpatientsMwithMciliopathyalikeMphenotypesbMPLoSe
ONEZM2017ZMefZMedelgdle 3.7 4

38
 rowthMphaseadependentMcontrolMofMRfkMconjugationMisMmediatedMbyMtheMinterplayMbetweenMtheM
plasmidaencodedMregulatoryMcircuitMTrhRcTrhYaHtduMandMtheMcuMPMregulonbMEnvironmentale
MicrobiologyZM2016ZMelZMifkkaiflk

5.2 5

37 ödentificationMofMproteinadamagingMmutationsMinMedMswineMtasteMreceptorsMandMemeMappetitearewardM
genesbMBMCeGenomicsZM2016ZMekZMjli 4.5 4

36 WholeMexomeMsequencingManalysisMrevealsMTRPVgMasMaMriskMfactorMforMcardioembolicMstrokebM
ThrombosiseandeHaemostasisZM2016ZMeejZMeejiaeeke 7 5

35 SomaticMymbryonicMz zRfMMutationsMin´ KeratinocyticMypidermalMNevibMJournaleofeInvestigativee
DermatologyZM2016ZMegjZMekelaekfe 4.3 15

34 TheMzanconiManemiaMxNuMdamageMrepairMpathwayMinMtheMspotlightMforMgermlineMpredispositionMtoM
colorectalMcancerbMEuropeaneJournaleofeHumaneGeneticsZM2016ZMfhZMeideai 5.3 35

33 zromMWetaLabMtoMVariationsnMwoncordanceMandMSpeedMofMvioinformaticsMPipelinesMforMWholeM
 enomeMandMWholeMyxomeMSequencingbMHumaneMutationZM2016ZMgkZMefjgaefke 4.7 33

32 yxomeMSequencingMRevealsMuMyReMasMaMzrequentlyMMutatedM eneMinMwolorectalMwancerbMClinicale
CancereResearchZM2015ZMfeZMhkdmael 12.9 35

31 HumanMgenomicsbMyffectMofMpredictedMproteinatruncatingMgeneticMvariantsMonMtheMhumanM
transcriptomebMScienceZM2015ZMghlZMjjjam 33.3 170

30 TheMMatchmakerMyxchangenMaMplatformMforMrareMdiseaseMgeneMdiscoverybMHumaneMutationZM2015ZMgjZMmeiafe4.7 280

29 WholeaexomeMsequencingMidentifiesMrareMpathogenicMvariantsMinMnewMpredispositionMgenesMforM
familialMcolorectalMcancerbMGeneticseineMedicineZM2015ZMekZMegeahf 8.1 71

28 RunsMofMhomozygosityMrevealMsignaturesMofMpositiveMselectionMforMreproductionMtraitsMinMbreedMandM
nonabreedMhorsesbMBMCeGenomicsZM2015ZMejZMkjh 4.5 77

27 wolorectalMadenomasMcontainMmultipleMsomaticMmutationsMthatMdoMnotMcoincideMwithMsynchronousM
adenocarcinomaMspecimensbMPLoSeONEZM2015ZMedZMedeemmhj 3.7 7

26  enomicMcharacterizationMofMmutantMlaboratoryMmouseMstrainsMbyMexomeMsequencingMandM
annotationMliftaoverbMBMCeGenomicsZM2015ZMejZMgie 4.5
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25 uMcomprehensiveMassessmentMofMsomaticMmutationMdetectionMinMcancerMusingMwholeagenomeM
sequencingbMNatureeCommunicationsZM2015ZMjZMeddde 17.4 199

24 MutationalMStatusMofMSplenicMxiffuseMRedMPulpMSmallMvawellMLymphomaMRevealedMvyMWholeMyxomeM
SequencingbMBloodZM2015ZMefjZMehhlaehhl 2.2

23 NextMgenerationMsequencingMgivesManMinsightMintoMtheMcharacteristicsMofMhighlyMselectedMbreedsM
versusMnonabreedMhorsesMinMtheMcourseMofMdomesticationbMBMCeGenomicsZM2014ZMeiZMijf 4.5 18

22 WholeaexomeMsequencingMinMsplenicMmarginalMzoneMlymphomaMrevealsMmutationsMinMgenesMinvolvedM
inMmarginalMzoneMdifferentiationbMLeukemiaZM2014ZMflZMegghahd 10.7 90

21 TandemMRNuMchimerasMcontributeMtoMtranscriptomeMdiversityMinMhumanMpopulationMandMareM
associatedMwithMintronicMgeneticMvariantsbMPLoSeONEZM2014ZMmZMeedhijk 3.7 27

20
TwoMnovelMmutationsMinMtheMvwKxKMVbranchedachainMketoaacidMdehydrogenaseMkinaseWMgeneMareM
responsibleMforMaMneurobehavioralMdeficitMinMtwoMpediatricMunrelatedMpatientsbMHumaneMutationZM
2014ZMgiZMhkdak

4.7 49

19 NewMgenesMemergingMforMcolorectalMcancerMpredispositionbMWorldeJournaleofeGastroenterologyZM2014ZM
fdZMemjeake 5.6 31

18 RecurrentMinactivationMofMSTu fMinMbladderMcancerMisMnotMassociatedMwithManeuploidybMNaturee
GeneticsZM2013ZMhiZMehjham 36.3 186

17 ReproducibilityMofMhighathroughputMmRNuMandMsmallMRNuMsequencingMacrossMlaboratoriesbMNaturee
BiotechnologyZM2013ZMgeZMedeiaff 44.5 187

16 TranscriptomeMandMgenomeMsequencingMuncoversMfunctionalMvariationMinMhumansbMNatureZM2013ZMideZMidjaee50.4 1323

15 RNuMpolymeraseMööMprogressionMthroughMHgKfkmegaenrichedMgeneMbodiesMrequiresMγMγxgMhistoneM
demethylasebMMoleculareBiologyeofetheeCellZM2013ZMfhZMgieajd 3.5 36

14 xeepMRNuMsequencingMofMtheMskeletalMmuscleMtranscriptomeMinMswimmingMfishbMPLoSeONEZM2013ZMlZMeigeke3.7 48

13  enomeawideManalysisMrevealsMthatMSmadgMandMγMγxgMHxMMcoaactivateMtheMneuralMdevelopmentalM
programbMDevelopmentenCambridgeoZM2012ZMegmZMfjleame 6.6 77

12 TranscriptomicsMofMinMvitroMimmuneastimulatedMhemocytesMfromMtheMManilaMclamMRuditapesM
philippinarumMusingMhighathroughputMsequencingbMPLoSeONEZM2012ZMkZMegiddm 3.7 88

11 HighathroughputMsequenceManalysisMofMturbotMVScophthalmusMmaximusWMtranscriptomeMusingM
hihapyrosequencingMforMtheMdiscoveryMofMantiviralMimmuneMgenesbMPLoSeONEZM2012ZMkZMegigjm 3.7 90

10 TranscriptomicMcharacterizationMofMtheMlarvalMstageMinMgiltheadMseabreamMVSparusMaurataWMbyMhihM
pyrosequencingbMMarineeBiotechnologyZM2012ZMehZMhfgagi 3.4 33

9 MutationalMStatusMofMSplenicMMarginalMZoneMLymphomaMRevealedMbyMWholeMyxomeMSequencingbbM
BloodZM2012ZMefdZMfjmlafjml 2.2

8 wharacterizationMofMSubclonalMwhangesMulongMProgressionMinMMultipleMMyelomabbMBloodZM2012ZMefdZMfmfhafmfh2.2 0

(2012-2015)
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7 xrosophilaMmelanogasterMSuPelMproteinMisMrequiredMforMenvironmentalMstressMresponsesbMFEBSe
LettersZM2011ZMiliZMfkiald 3.8 6

6  eneMexpressionMfollowingMinductionMofMregenerationMinMxrosophilaMwingMimaginalMdiscsbMyxpressionM
profileMofMregeneratingMwingMdiscsbMBMCeDevelopmentaleBiologyZM2010ZMedZMmh 3.1 42

5 wonservedMchromosomalMclusteringMofMgenesMgovernedMbyMchromatinMregulatorsMinMxrosophilabM
GenomeeBiologyZM2008ZMmZMRegh 18.3 15

4 ThermalMevolutionMofMgeneMexpressionMprofilesMinMxrosophilaMsubobscurabMBMCeEvolutionaryeBiologyZM
2007ZMkZMhf 3 50

3 zunctionalMdissectionMofMtheMashfMandMasheMtranscriptomesMprovidesMinsightsMintoMtheMtranscriptionalM
basisMofMwingMphenotypesMandMrevealsMconservedMproteinMinteractionsbMGenomeeBiologyZM2007ZMlZMRjk 18.3 29

2 TranscriptionalMnetworkMcontrolledMbyMtheMtrithoraxagroupMgeneMashfMinMxrosophilaMmelanogasterbM
ProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitedeStateseofeAmericaZM2003ZMeddZMgfmgal 11.5 19

1 zrameworkMforMqualityMassessmentMofMwholeMgenomeZMcancerMsequences 6
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