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m Paper IF Citations

129 uriverLmutationsLinLhistoneLydZdLandLchromatinLremodellingLgenesLinLpaediatricLglioblastomaZL
NatureXL2012XLeicXLccgYdb 50.4 1655

128 yotspotLmutationsLinLydwdrLandLzuybLdefineLdistinctLepigeneticLandLbiologicalLsubgroupsLofL
glioblastomaZLCancerdCellXL2012XLccXLecfYdh 24.3 1243

127 KchéLmutationLinLhistoneLydZdLdefinesLclinicallyLandLbiologicallyLdistinctLsubgroupsLofLpediatricL
diffuseLintrinsicLpontineLgliomasZLActadNeuropathologicaXL2012XLbceXLedjYeh 14.3 629

126 RecurrentLsomaticLalterationsLofLwxwRbLandLNTRKcLinLpilocyticLastrocytomaZLNaturedGeneticsXL2013XL
efXLjchYdc 36.3 550

125 PaediatricLandLadultLglioblastomakLmultiformLTepiUgenomicLculpritsLemergeZLNaturedReviewsdCancerXL
2014XLbeXLjcYbah 31.3 383

124 xermlineLandLsomaticLSérRtreLmutationsLcharacterizeLsmallLcellLcarcinomaLofLtheLovaryXL
hypercalcemicLtypeZLNaturedGeneticsXL2014XLegXLediYed 36.3 305

123 RecurrentLsomaticLmutationsLinLrtVRbLinLpediatricLmidlineLhighYgradeLastrocytomaZLNatured
GeneticsXL2014XLegXLegcYg 36.3 296

122 wrequentLrTRXLmutationsLandLlossLofLexpressionLinLadultLdiffuseLastrocyticLtumorsLcarryingL
zuyb/zuycLandLTPfdLmutationsZLActadNeuropathologicaXL2012XLbceXLgbfYcf 14.3 295

121 xenomeYwideLanalysisLofLtranscriptLisoformLvariationLinLhumansZLNaturedGeneticsXL2008XLeaXLccfYdb 36.3 264

120 uistributionLandLcharacterizationLofLregulatoryLelementsLinLtheLhumanLgenomeZLGenomedResearchXL
2002XLbcXLbichYdg 9.7 228

119 yistoneLydKdgLmutationsLpromoteLsarcomagenesisLthroughLalteredLhistoneLmethylationL
landscapeZLScienceXL2016XLdfcXLieeYj 33.3 219

118 siallelicLmutationsLinLsRtrbLcauseLaLnewLwanconiLanemiaLsubtypeZLCancerdDiscoveryXL2015XLfXLbdfYec 24.4 215

117 éutationsLinLSvTucLandLgenesLaffectingLhistoneLydKdgLmethylationLtargetLhemisphericLhighYgradeL
gliomasZLActadNeuropathologicaXL2013XLbcfXLgfjYgj 14.3 201

116 xlobalLpatternsLofLcisLvariationLinLhumanLcellsLrevealedLbyLhighYdensityLallelicLexpressionLanalysisZL
NaturedGeneticsXL2009XLebXLbcbgYcc 36.3 185

115 TheLstudyLofLeQTèLvariationsLbyLRNrYseqkLfromLSNPsLtoLphenotypesZLTrendsdindGeneticsXL2011XLchXLhcYj 8.5 176

114 wORxvLtanadaLtonsortiumkLoutcomesLofLaLcYyearLnationalLrareYdiseaseLgeneYdiscoveryLprojectZL
AmericandJournaldofdHumandGeneticsXL2014XLjeXLiajYbh 11 174

113 TheLhistoneLmarkLydKdgmecLrecruitsLuNéTdrLandLshapesLtheLintergenicLuNrLmethylationL
landscapeZLNatureXL2019XLfhdXLcibYcig 50.4 161
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112 SpatialLandLtemporalLhomogeneityLofLdriverLmutationsLinLdiffuseLintrinsicLpontineLgliomaZLNatured
CommunicationsXL2016XLhXLbbbif 17.4 152

111 RareLvariantsLinLSOScLandLèZTRbLareLassociatedLwithLNoonanLsyndromeZLJournaldofdMedicaldGeneticsXL
2015XLfcXLebdYcb 5.8 144

110 TheLclinicalLapplicationLofLgenomeYwideLsequencingLforLmonogenicLdiseasesLinLtanadakLPositionL
StatementLofLtheLtanadianLtollegeLofLéedicalLxeneticistsZLJournaldofdMedicaldGeneticsXL2015XLfcXLedbYh 5.8 137

109 zntegratedLTepiUYxenomicLrnalysesLzdentifyLSubgroupYSpecificLTherapeuticLTargetsLinLtNSLRhabdoidL
TumorsZLCancerdCellXL2016XLdaXLijbYjai 24.3 135

108 zmpairedLydKdgLmethylationLdefinesLaLsubsetLofLheadLandLneckLsquamousLcellLcarcinomasZLNatured
GeneticsXL2017XLejXLbiaYbif 36.3 132

107 wusionLofLTTYybLwithLtheLtbjétLmicroRNrLclusterLdrivesLexpressionLofLaLbrainYspecificLuNéTdsL
isoformLinLtheLembryonalLbrainLtumorLvTéRZLNaturedGeneticsXL2014XLegXLdjYee 36.3 131

106 éutationsLinLPzKdRbLcauseLSyORTLsyndromeZLAmericandJournaldofdHumandGeneticsXL2013XLjdXLbfiYgg 11 125

105
rutosomalYRecessiveLzntellectualLuisabilityLwithLterebellarLrtrophyLSyndromeLtausedLbyLéutationL
ofLtheLéanganeseLandLZincLTransporterLxeneLSètdjriZLAmericandJournaldofdHumandGeneticsXL2015XL
jhXLiigYjd

11 125

104 xermlineLRvtQèLmutationsLareLassociatedLwithLbreastLcancerLsusceptibilityZLNaturedGeneticsXL2015XL
ehXLgedYg 36.3 123

103 xeneticallyLencodedLimpairmentLofLneuronalLKttcLcotransporterLfunctionLinLhumanLidiopathicL
generalizedLepilepsyZLEMBOdReportsXL2014XLbfXLhggYhe 6.5 123

102 xermlineLandLsomaticLwxwRbLabnormalitiesLinLdysembryoplasticLneuroepithelialLtumorsZLActad
NeuropathologicaXL2016XLbdbXLiehYgd 14.3 105

101 SètcfregLisLrequiredLforLmitochondrialLlipidLhomeostasisLandLcristaeLmaintenanceLandLisL
responsibleLforLèeighLsyndromeZLEMBOdMoleculardMedicineXL2016XLiXLbabjYdi 12 105

100 ydKchéLinducesLdefectiveLchromatinLspreadLofLPRtcYmediatedLrepressiveLydKchmec/medLandLisL
essentialLforLgliomaLtumorigenesisZLNaturedCommunicationsXL2019XLbaXLbcgc 17.4 104

99 trRujLdeficiencyLandLspontaneousLcentralLnervousLsystemLcandidiasiskLcompleteLclinicalLremissionL
withLxéYtSwLtherapyZLClinicaldInfectiousdDiseasesXL2014XLfjXLibYe 11.6 104

98 uNébèYrelatedLmitochondrialLfissionLdefectLpresentingLasLrefractoryLepilepsyZLEuropeandJournaldofd
HumandGeneticsXL2016XLceXLbaieYi 5.3 93

97 yeritabilityLofLalternativeLsplicingLinLtheLhumanLgenomeZLGenomedResearchXL2007XLbhXLbcbaYi 9.7 93

96 RecessiveLosteogenesisLimperfectaLcausedLbyLmissenseLmutationsLinLSPrRtZLAmericandJournaldofd
HumandGeneticsXL2015XLjgXLjhjYif 11 81

95 SpatialLheterogeneityLinLmedulloblastomaZLNaturedGeneticsXL2017XLejXLhiaYhii 36.3 80

(2017-2016)
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94 éutationsLinLNOTtycLinLfamiliesLwithLyajduYtheneyLsyndromeZLHumandMutationXL2011XLdcXLbbbeYh 4.7 79

93 éutationsLinLèrérbLcauseLcerebellarLdysplasiaLandLcystsLwithLandLwithoutLretinalLdystrophyZL
AmericandJournaldofdHumandGeneticsXL2014XLjfXLcchYde 11 74

92 xermlineLyrVtRcLmutationsLalteringLTzéYdLcharacterizeLsubcutaneousLpanniculitisYlikeLTLcellL
lymphomasLwithLhemophagocyticLlymphohistiocyticLsyndromeZLNaturedGeneticsXL2018XLfaXLbgfaYbgfh 36.3 74

91 PhenotypicLoverlapLbetweenLfamilialLexudativeLvitreoretinopathyLandLmicrocephalyXLlymphedemaXL
andLchorioretinalLdysplasiaLcausedLbyLKzwbbLmutationsZLJAMAdOphthalmologyXL2014XLbdcXLbdjdYj 3.9 73

90 wineYscaleLvariationLandLgeneticLdeterminantsLofLalternativeLsplicingLacrossLindividualsZLPLoSd
GeneticsXL2009XLfXLebaaahgg 6 68

89 toleYtarpenterLsyndromeLisLcausedLbyLaLheterozygousLmissenseLmutationLinLPeysZLAmericand
JournaldofdHumandGeneticsXL2015XLjgXLecfYdb 11 65

88 tlinPredkLPredictionLToolLtoLzdentifyLuiseaseYRelevantLNonsynonymousLSingleYNucleotideLVariantsZL
AmericandJournaldofdHumandGeneticsXL2018XLbadXLeheYeid 11 61

87 éosaicLrctivatingLéutationsLinLwxwRbLtauseLvncephalocraniocutaneousLèipomatosisZLAmericand
JournaldofdHumandGeneticsXL2016XLjiXLfhjYfih 11 60

86 NextYgenerationLsequencingLforLdiagnosisLofLrareLdiseasesLinLtheLneonatalLintensiveLcareLunitZLCmajXL
2016XLbiiXLvcfeYvcga 3.5 59

85 éutationsLinLNwKscLandLpotentialLgeneticLheterogeneityLinLpatientsLwithLurVzuLsyndromeXLhavingL
variableLendocrineLandLimmuneLdeficienciesZLBMCdMedicaldGeneticsXL2014XLbfXLbdj 2.1 56

84 vffectLofLpolymorphismsLwithinLprobeYtargetLsequencesLonLolignonucleotideLmicroarrayL
experimentsZLNucleicdAcidsdResearchXL2008XLdgXLeebhYcd 20.1 55

83 yomozygousLmutationsLinLéwNcLcauseLmultipleLsymmetricLlipomatosisLassociatedLwithLneuropathyZL
HumandMoleculardGeneticsXL2015XLceXLfbajYbe 5.6 53

82 USPbfLregulatesLtypeLzLinterferonLresponseLandLisLrequiredLforLpathogenesisLofLneuroinflammationZL
NaturedImmunologyXL2017XLbiXLfeYgd 19.1 51

81 yomozygosityLforLframeshiftLmutationsLinLXYèTcLresultLinLaLspondyloYocularLsyndromeLwithLboneL
fragilityXLcataractsXLandLhearingLdefectsZLAmericandJournaldofdHumandGeneticsXL2015XLjgXLjhbYi 11 50

80 siallelicLéutationsLinLPuvbarLèeadLtoLèossLofLStriatalLPuvbarLandLaLyyperkineticLéovementL
uisorderLwithLOnsetLinLznfancyZLAmericandJournaldofdHumandGeneticsXL2016XLjiXLhdfYed 11 48

79 xermlineLmutationsLinLérPdKgLareLassociatedLwithLfamilialLgastricLcancerZLPLoSdGeneticsXL2014XLbaXLebaaeggj6 46

78 rPRuXbLmutantLalleleLcausesLaLéértytLsecondaryLepimutationLinLcbltLpatientsZLNatured
CommunicationsXL2018XLjXLgh 17.4 45

77 éutationsLinLtheLenzymeLglutathioneLperoxidaseLeLcauseLSedaghatianYtypeLspondylometaphysealL
dysplasiaZLJournaldofdMedicaldGeneticsXL2014XLfbXLehaYe 5.8 45
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76
xeneéatcherLaidsLinLtheLidentificationLofLaLnewLmalformationLsyndromeLwithLintellectualLdisabilityXL
uniqueLfacialLdysmorphismsXLandLskeletalLandLconnectiveLtissueLabnormalitiesLcausedLbyLdeLnovoL
variantsLinLyNRNPKZLHumandMutationXL2015XLdgXLbaajYbabe

4.7 45

75 siallelicLPruzgLvariantsLlinkingLinfertilityXLmiscarriagesXLandLhydatidiformLmolesZLEuropeandJournaldofd
HumandGeneticsXL2018XLcgXLbaahYbabd 5.3 43

74 uisruptedLautoYregulationLofLtheLspliceosomalLgeneLSNRPsLcausesLcerebroYcostoYmandibularL
syndromeZLNaturedCommunicationsXL2014XLfXLeeid 17.4 40

73
tongenitalLVisualLzmpairmentLandLProgressiveLéicrocephalyLuueLtoLèysylYTransferLRibonucleicLrcidL
TRNrULSynthetaseLTKrRSULéutationskLTheLvxpandingLPhenotypeLofLrminoacylYTransferLRNrL
SynthetaseLéutationsLinLyumanLuiseaseZLJournaldofdChilddNeurologyXL2015XLdaXLbadhYed

2.5 39

72 tausativeLéutationsLandLéechanismLofLrndrogeneticLyydatidiformLéolesZLAmericandJournaldofd
HumandGeneticsXL2018XLbadXLheaYhfb 11 39

71 SPxhLmutationsLexplainLaLsignificantLproportionLofLwrenchLtanadianLspasticLataxiaLcasesZLEuropeand
JournaldofdHumandGeneticsXL2016XLceXLbabgYcb 5.3 38

70
rLnewLocularLphenotypeLassociatedLwithLanLunexpectedLbutLknownLsystemicLdisorderLandL
mutationkLnovelLuseLofLgenomicLdiagnosticsLandLexomeLsequencingZLJournaldofdMedicaldGeneticsXL
2011XLeiXLfjdYg

5.8 36

69 éolecularLanalysesLrevealLcloseLsimilaritiesLbetweenLsmallLcellLcarcinomaLofLtheLovaryXL
hypercalcemicLtypeLandLatypicalLteratoid/rhabdoidLtumorZLOncotargetXL2016XLhXLbhdcYea 3.3 36

68 yomozygousLnonsenseLmutationLinLSYN’bLassociatedLwithLintractableLepilepsyLandLtauLpathologyZL
NeurobiologydofdAgingXL2015XLdgXLbcccZebYf 5.6 35

67 tompoundLheterozygousLmutationsLinLtheLgeneLPzxPLareLassociatedLwithLearlyLinfantileLepilepticL
encephalopathyZLHumandMoleculardGeneticsXL2017XLcgXLbhagYbhbf 5.6 33

66 rLpolyadenylationLsiteLvariantLcausesLtranscriptYspecificLséPbLdeficiencyLandLfrequentLfracturesLinL
childrenZLHumandMoleculardGeneticsXL2015XLceXLfbgYce 5.6 32

65 ttutiisLisLaLnovelLregulatorLofLmaturationLandLeffectorLfunctionsLofLTLcellsLduringLpathologicalL
inflammationZLJournaldofdExperimentaldMedicineXL2014XLcbbXLcfbjYdf 16.6 32

64
rLUniqueLéorphologicalLPhenotypeLinLthemoresistantLTripleYNegativeLsreastLtancerLRevealsL
éetabolicLReprogrammingLandLPèzNeLvxpressionLasLaLéolecularLVulnerabilityZLMoleculardCancerd
ResearchXL2019XLbhXLcejcYcfah

6.6 31

63 rnLinheritedLimmunoglobulinLclassYswitchLrecombinationLdeficiencyLassociatedLwithLaLdefectLinLtheL
zNOiaLchromatinLremodelingLcomplexZLJournaldofdAllergydanddClinicaldImmunologyXL2015XLbdfXLjjiYbaahZeg11.5 30

62 TRPVeLandLKRrSLandLwxwRbLgainYofYfunctionLmutationsLdriveLgiantLcellLlesionsLofLtheLjawZLNatured
CommunicationsXL2018XLjXLefhc 17.4 30

61 éatchmakingLfacilitatesLtheLdiagnosisLofLanLautosomalYrecessiveLmitochondrialLdiseaseLcausedLbyL
biallelicLmutationLofLtheLtRNrLisopentenyltransferaseLTTRzTbULgeneZLHumandMutationXL2017XLdiXLfbbYfbg 4.7 29

60 RTTNLéutationsLtauseLPrimaryLéicrocephalyLandLPrimordialLuwarfismLinLyumansZLAmericandJournald
ofdHumandGeneticsXL2015XLjhXLigcYi 11 29

59 vpigeneticLdysregulationkLaLnovelLpathwayLofLoncogenesisLinLpediatricLbrainLtumorsZLActad
NeuropathologicaXL2014XLbciXLgbfYch 14.3 29

(2014-2015)
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58 èossYofYwunctionLéutationLinLrPtcLtausesLSotosLSyndromeLweaturesZLCelldReportsXL2015XLbaXLbfifYbfji 10.6 28

57
yomozygousLmutationLinLtheLeukaryoticLtranslationLinitiationLfactorLcalphaLphosphataseLgeneXL
PPPbRbfsXLisLassociatedLwithLsevereLmicrocephalyXLshortLstatureLandLintellectualLdisabilityZLHumand
MoleculardGeneticsXL2015XLceXLgcjdYdaa

5.6 28

56 rLnovelLmultisystemLdiseaseLassociatedLwithLrecessiveLmutationsLinLtheLtyrosylYtRNrLsynthetaseL
TYrRSULgeneZLAmericandJournaldofdMedicaldGeneticsrdPartdAXL2017XLbhdXLbcgYbde 2.5 27

55 vpigenomicLReorderingLznducedLbyLPolycombLèossLurivesLOncogenesisLbutLèeadsLtoLTherapeuticL
VulnerabilitiesLinLéalignantLPeripheralLNerveLSheathLTumorsZLCancerdResearchXL2019XLhjXLdcafYdcbj 10.1 23

54 tharacterizingLtemporalLgenomicLheterogeneityLinLpediatricLhighYgradeLgliomasZLActad
NeuropathologicadCommunicationsXL2017XLfXLhi 7.3 23

53 NonsenseLmutationLinLtheLWuRhdLgeneLisLassociatedLwithLxallowayYéowatLsyndromeZLJournaldofd
MedicaldGeneticsXL2015XLfcXLdibYja 5.8 23

52
znbornLvrrorLofLtobalaminLéetabolismLrssociatedLwithLtheLzntracellularLrccumulationLofL
TranscobalaminYsoundLtobalaminLandLéutationsLinLZNwbedXLWhichLtodesLforLaLTranscriptionalL
rctivatorZLHumandMutationXL2016XLdhXLjhgYic

4.7 21

51 xainYofYfunctionLmutationLinLTRPVeLidentifiedLinLpatientsLwithLosteonecrosisLofLtheLfemoralLheadZL
JournaldofdMedicaldGeneticsXL2016XLfdXLhafYj 5.8 19

50
WholeLexomeLsequencingLidentifiesLtheLTNNzdKLgeneLasLaLcauseLofLfamilialLconductionLsystemL
diseaseLandLcongenitalLjunctionalLectopicLtachycardiaZLInternationaldJournaldofdCardiologyXL2015XL
bifXLbbeYg

3.2 18

49 tYRz/wréejsLnegativelyLregulatesLRrtbYdrivenLcytoskeletalLremodellingLandLprotectsLagainstL
bacterialLinfectionZLNaturedMicrobiologyXL2019XLeXLbfbgYbfdb 26.6 18

48 wunctionallyLNullLéissenseLéutationLrssociatesLStronglyLwithLOvarianLtarcinomaZLCancerdResearchXL
2017XLhhXLefbhYefcj 10.1 18

47 rutosomalLrecessiveLcerebellarLataxiaLcausedLbyLaLhomozygousLmutationLinLPéPtrZLBrainXL2016XL
bdjXLebj 11.2 17

46 éeconiumLileusLinLaLèebaneseLfamilyLsecondaryLtoLmutationsLinLtheLxUtYctLgeneZLEuropeandJournald
ofdHumandGeneticsXL2015XLcdXLjjaYc 5.3 17

45 èoèoPickerkLdetectingLlowLallelicYfractionLvariantsLfromLlowYqualityLcancerLsamplesZLOncotargetXL
2017XLiXLdhadcYdhaea 3.3 17

44 TwoLcompetingLmechanismsLofLuNéTdrLrecruitmentLregulateLtheLdynamicsLofLdeLnovoLuNrL
methylationLatLPRtbYtargetedLtpxLislandsZLNaturedGeneticsXL2021XLfdXLhjeYiaa 36.3 17

43 TyvézSLisLrequiredLforLpathogenesisLofLcerebralLmalariaLandLprotectionLagainstLpulmonaryL
tuberculosisZLInfectiondanddImmunityXL2015XLidXLhfjYgi 3.7 14

42 vxomerzkLdetectionLofLrecurrentLallelicLimbalanceLinLtumorsLusingLwholeYexomeLsequencingLdataZL
BioinformaticsXL2015XLdbXLecjYdb 7.2 14

41 POèRdrLvariantsLinLhereditaryLspasticLparaplegiaLandLataxiaZLBrainXL2018XLbebXLeb 11.2 14
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40 SyndromeLdisintegrationkLvxomeLsequencingLrevealsLthatLwitzsimmonsLsyndromeLisLaLcoYoccurrenceL
ofLmultipleLeventsZLAmericandJournaldofdMedicaldGeneticsrdPartdAXL2016XLbhaXLbicaYf 2.5 14

39 thoroideremiaLzsLaLSystemicLuiseaseLWithLèymphocyteLtrystalsLandLPlasmaLèipidLandLRstL
éembraneLrbnormalitiesL2015XLfgXLibfiYgf 14

38 ydKchéLinLxliomasLtausesLaLOneYStepLuecreaseLinLydKchLéethylationLandLReducedLSpreadingL
withinLtheLtonstraintsLofLydKdgLéethylationZLCelldReportsXL2020XLddXLbaidja 10.6 14

37 RecessiveLmutationsLinLtheLkinaseLZrKLcauseLaLcongenitalLmyopathyLwithLfibreLtypeLdisproportionZL
BrainXL2017XLbeaXLdhYei 11.2 13

36 rLnovelLttsvbLmutationLleadingLtoLaLmildLformLofLhennekamLsyndromekLcaseLreportLandLreviewLofL
theLliteratureZLBMCdMedicaldGeneticsXL2015XLbgXLci 2.1 12

35
éethylomeLanalysisLandLwholeYexomeLsequencingLrevealLthatLbrainLtumorsLassociatedLwithL
encephalocraniocutaneousLlipomatosisLareLmidlineLpilocyticLastrocytomasZLActadNeuropathologicaXL
2018XLbdgXLgfhYgga

14.3 12

34 PrognosticLandLpredictiveLvalueLofLcirculatingLtumorLuNrLduringLneoadjuvantLchemotherapyLforL
tripleLnegativeLbreastLcancerZLScientificdReportsXL2020XLbaXLbehae 4.9 12

33 NovelLcfLkbLueletionLofLévRTKLtausesLRetinitisLPigmentosaLWithLSevereLProgressionL2017XLfiXLbhdgYbhec 11

32 vxomeLandLwholeYgenomeLsequencingLforLgeneLdiscoverykLtheLfutureLisLnowMZLHumandMutationXL
2012XLddXLfjbYc 4.7 11

31 éutationsLinLxrètLcauseLlateYonsetLKrabbeLdiseaseLwithLpredominantLcerebellarLataxiaZL
NeurogeneticsXL2016XLbhXLbdhYeb 3 11

30 rtypicalLfibrodysplasiaLossificansLprogressivaLdiagnosedLbyLwholeYexomeLsequencingZLAmericand
JournaldofdMedicaldGeneticsrdPartdAXL2015XLbghXLbddhYeb 2.5 10

29 rutosomalLrecessiveLaxonalLpolyneuropathyLinLaLsiblingLpairLdueLtoLaLnovelLhomozygousLmutationL
inLzxyésPcZLNeuromusculardDisordersXL2015XLcfXLhjeYj 2.9 10

28 RéNubYRelatedLèeukoencephalopathyLWithLTemporalLèobeLtystsLandLyearingLèossYrnotherL
éendelianLéimickerLofLtongenitalLtytomegalovirusLznfectionZLPediatricdNeurologyXL2017XLggXLfjYgc 2.9 10

27
uepletionLofLydKdgmecLrecapitulatesLepigenomicLandLphenotypicLchangesLinducedLbyLtheL
ydZdKdgéLoncohistoneLmutationZLProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUnitedd
StatesdofdAmericaXL2021XLbbiXL

11.5 10

26 zdentificationLandLfunctionalLcharacterizationLofLaLnovelLéTwéTLmutationLassociatedLwithLselectiveL
vulnerabilityLofLtheLvisualLpathwayLandLaLmildLneurologicalLphenotypeZLNeurogeneticsXL2017XLbiXLjhYbad 3 9

25 thromatinLdysregulationLassociatedLwithLNSubLmutationLinLheadLandLneckLsquamousLcellL
carcinomaZLCelldReportsXL2021XLdeXLbaihgj 10.6 9

24 smpLsignalingLmaintainsLaLmesodermLprogenitorLcellLstateLinLtheLmouseLtailbudZLDevelopmentd
mCambridgenXL2017XLbeeXLcjicYcjjd 6.6 8

23 RecessiveLmutationLinLtucrPLcausesLfocalLsegmentalLglomerulosclerosisLinLhumansLandLmiceZL
KidneydInternationalXL2019XLjfXLfhYgb 9.9 8

(2019-2016)
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22 TheLxeneticLtausesLofLNonsyndromicLtongenitalLRetinalLuetachmentkLrLxeneticLandLPhenotypicL
StudyLofLPakistaniLwamiliesL2017XLfiXLbaciYbadg 7

21 varlyLinfantileLepilepticLencephalopathyLdueLtoLbiallelicLpathogenicLvariantsLinLPzxQkLReportLofL
sevenLnewLsubjectsLandLreviewLofLtheLliteratureZLJournaldofdInheriteddMetabolicdDiseaseXL2020XLedXLbdcbYbddc5.4 6

20 rLnovelLpathogenicLmissenseLruréTSbhLvariantLthatLimpairsLsecretionLcausesLWeillYéarchesaniL
SyndromeLwithLvariablyLdysmorphicLhandLfeaturesZLScientificdReportsXL2020XLbaXLbaich 4.9 6

19 vxomeLsequencingLstudyLofLpartialLagenesisLofLtheLcorpusLcallosumLinLmenLwithLdevelopmentalL
delayXLepilepsyXLandLmicrocephalyZLMoleculardGeneticsdjamp;dGenomicdMedicineXL2020XLiXLejjc 2.3 6

18
tirculatingLtumorLuNrLTctuNrULduringLandLafterLneoadjuvantLchemotherapyLandLpriorLtoLsurgeryLisL
aLpowerfulLprognosticLfactorLinLtripleYnegativeLbreastLcancerLTTNstUZZLJournaldofdClinicaldOncologyXL
2019XLdhXLfjeYfje

2.2 5

17 siallelicLèossYofYwunctionLVariantsLinLrzéPbLtauseLaLRareLNeurodegenerativeLuiseaseZLJournaldofd
ChilddNeurologyXL2019XLdeXLheYia 2.5 5

16 NovelLpathogenicLvariantsLinLNèRPhXLNèRPfXLandLPruzgLinLpatientsLwithLrecurrentLhydatidiformL
molesLandLreproductiveLfailureZLClinicaldGeneticsXL2021XLjjXLicdYici 4 5

15 èatencyLandLintervalLtherapyLaffectLtheLevolutionLinLmetastaticLcolorectalLcancerZLScientificdReportsXL
2020XLbaXLfib 4.9 4

14 èongitudinalLmutationalLanalysisLofLaLcerebellarLpilocyticLastrocytomaLrecurringLasLaLgangliogliomaZL
PediatricdBlooddanddCancerXL2017XLgeXLchfYchi 3 4

13 vxpansionLofLtheLclinicalLphenotypeLofLtheLdistalLbaqcgZdLdeletionLsyndromeLtoLincludeLataxiaLandL
hyperemiaLofLtheLhandsLandLfeetZLAmericandJournaldofdMedicaldGeneticsrdPartdAXL2017XLbhdXLbgbbYbgbj 2.5 3

12 ydZbLKdgéLmutationLinLaLcongenitalYonsetLsoftLtissueLneoplasmZLPediatricdBlooddanddCancerXL2017XL
geXLecggdd 3 3

11
WholeYexomeLsequencingLrevealsLnovelLvacuolarLrTPaseLgenesSLvariantsLandLvariantsLinLgenesL
involvedLinLlysosomalLbiologyLandLautophagosomalLformationLinLoralLgranularLcellLtumorsZLJournald
ofdOraldPathologydanddMedicineXL2021XLfaXLebaYebh

3.3 3

10 éutationLinLvftudcLcausesLcraniofacialLdefectsLinLmiceLviaLmisYsplicingLofLédmcLandLincreasedLPfdZL
HumandMoleculardGeneticsXL2021XLdaXLhdjYhfh 5.6 3

9 ZsTshsLTThPOKULzsLRequiredLforLPathogenesisLofLterebralLéalariaLandLProtectionLagainstL
PulmonaryLTuberculosisZLInfectiondanddImmunityXL2020XLiiXL 3.7 2

8 rLfunctionallyLimpairedLmissenseLvariantLidentifiedLinLwrenchLtanadianLfamiliesLimplicatesLwrNtzLasL
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