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i Paper IF Citations

144 γitochondrialJtNqJvariationJacrossJefVdcdJindividualsJinJgnomqtXXJGenomehResearchVJ2022VJ 9.7 3

143 sentersJforJγendelianJwenomicsjJqJdecadeJofJfacilitatingJgeneJdiscoveryXXJGeneticshinhMedicineVJ
2022VJ 8.1 5

142 WholeWgenomeJanalysisJofJhumanJembryonicJstemJcellsJenablesJrationalJlineJselectionJbasedJonJ
geneticJvariationXXJCellhStemhCellVJ2022VJ 18 1

141 seqrjJaJwebWbasedJanalysisJandJcollaborationJtoolJforJrareJdiseaseJgenomicsXXJHumanhMutationVJ2022
VJ 4.7 1

140 NovelJvariantsJinJTUrqaqJcauseJcongenitalJfibrosisJofJtheJextraocularJmusclesJwithJorJwithoutJ
malformationsJofJcorticalJbrainJdevelopmentXJEuropeanhJournalhofhHumanhGeneticsVJ2021VJbiVJhafWhbf 5.3 1

139 PopulationWscaleJtissueJtranscriptomicsJmapsJlongJnonWcodingJRNqsJtoJcomplexJdiseaseXJCellVJ2021VJ
ahdVJbfccWbfdhXeai 56.2 20

138 teterminantsJofJpenetranceJandJvariableJexpressivityJinJmonogenicJmetabolicJconditionsJacrossJ
ggVahdJexomesXJNaturehCommunicationsVJ2021VJabVJceZe 17.4 5

137 αeveragingJsupervisedJlearningJforJfunctionally´ informedJfineWmappingJofJcisWeQTαsJidentifiesJanJ
additionalJbZViacJputativeJcausalJeQTαsXJNaturehCommunicationsVJ2021VJabVJccid 17.4 9

136 PathogenicJdeepJintronicJγTγaJvariantJactivatesJaJpseudoWexonJencodingJaJnonsenseJcodonJ
resultingJinJsevereJXWlinkedJmyotubularJmyopathyXJEuropeanhJournalhofhHumanhGeneticsVJ2021VJbiVJfaWff 5.3 4

135 WwSJandJRNqJStudiesJtiagnoseJNoncodingJVariantsJinJγalesJWithJxighJsreatineJ inaseXJNeurology:h
GeneticsVJ2021VJgVJeeed 3.8 4

134 VariantsJinJwNqyaJcauseJaJsyndromeJassociatedJwithJvariableJfeaturesJincludingJdevelopmentalJ
delayVJseizuresVJandJhypotoniaXJGeneticshinhMedicineVJ2021VJbcVJhhaWhhg 8.1 1

133 qddendumjJTheJmutationalJconstraintJspectrumJquantifiedJfromJvariationJinJadaVdefJhumansXJ
NatureVJ2021VJeigVJucWud 50.4 3

132 vromJvariantJtoJfunctionJinJhumanJdiseaseJgeneticsXJScienceVJ2021VJcgcVJadfdWadfh 33.3 11

131 qutosomalJrecessiveJvariantsJinJalterJtheJ˛‡WtubulinJringJcomplexJleadingJtoJneurodevelopmentalJ
diseaseXJIScienceVJ2021VJbdVJaZaidh 6.1 1

130 γutationsJofJtheJTranscriptionalJsorepressorJZγYγbJsauseJSyndromicJUrinaryJTractJ
γalformationsXJAmericanhJournalhofhHumanhGeneticsVJ2020VJaZgVJgbgWgdb 11 2

129 uvaluatingJdrugJtargetsJthroughJhumanJlossWofWfunctionJgeneticJvariationXJNatureVJ2020VJehaVJdeiWdfd 50.4 53

128 TheJmutationalJconstraintJspectrumJquantifiedJfromJvariationJinJadaVdefJhumansXJNatureVJ2020VJ
ehaVJdcdWddc 50.4 2278
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127 sharacterisingJtheJlossWofWfunctionJimpactJofJeQJuntranslatedJregionJvariantsJinJaeVgZhJindividualsXJ
NaturehCommunicationsVJ2020VJaaVJbebc 17.4 35

126 αandscapeJofJmultiWnucleotideJvariantsJinJabeVgdhJhumanJexomesJandJaeVgZhJgenomesXJNatureh
CommunicationsVJ2020VJaaVJbeci 17.4 51

125 qJstructuralJvariationJreferenceJforJmedicalJandJpopulationJgeneticsXJNatureVJ2020VJehaVJdddWdea 50.4 223

124 TranscriptJexpressionWawareJannotationJimprovesJrareJvariantJinterpretationXJNatureVJ2020VJehaVJdebWdeh50.4 55

123 TheJeffectJofJαRR bJlossWofWfunctionJvariantsJinJhumansXJNaturehMedicineVJ2020VJbfVJhfiWhgg 50.5 47

122 SequentialJtargetedJexomeJsequencingJofJaZZaJpatientsJaffectedJbyJunexplainedJlimbWgirdleJ
weaknessXJGeneticshinhMedicineVJ2020VJbbVJadghWadhh 8.1 25

121 uxpandingJtheJdiseaseJphenotypeJofJqtSSαaWassociatedJmyopathyJinJnonW oreanJpatientsXJ
NeuromuscularhDisordersVJ2020VJcZVJcaZWcad 2.9 5

120 TheJgeneticJandJclinicalJlandscapeJofJnanophthalmosJandJposteriorJmicrophthalmosJinJanJ
qustralianJcohortXJClinicalhGeneticsVJ2020VJigVJgfdWgfi 4 7

119 sharacterisingJaJhealthyJadultJwithJaJrareJxqOaJknockoutJtoJsupportJaJtherapeuticJstrategyJforJ
primaryJhyperoxaluriaXJELifeVJ2020VJiVJ 8.9 19

118
sohortJProfilejJuastJαondonJwenesJPJxealthJRuαwxSVJaJcommunityWbasedJpopulationJgenomicsJandJ
healthJstudyJinJrritishJrangladeshiJandJrritishJPakistaniJpeopleXJInternationalhJournalhofh
EpidemiologyVJ2020VJdiVJbZWbai

7.8 19

117 RecurrentJTTNJmetatranscriptWonlyJcXciigdWaaTnwJspliceJvariantJassociatedJwithJautosomalJ
recessiveJarthrogryposisJmultiplexJcongenitaJandJmyopathyXJHumanhMutationVJ2020VJdaVJdZcWdaa 4.7 10

116 qJbriefJhistoryJofJhumanJdiseaseJgeneticsXJNatureVJ2020VJeggVJagiWahi 50.4 181

115 qJQuantitativeJProteomeJγapJofJtheJxumanJrodyXJCellVJ2020VJahcVJbfiWbhcXeai 56.2 73

114 SevereJneurodevelopmentalJdiseaseJcausedJbyJaJhomozygousJTα bJvariantXJEuropeanhJournalhofh
HumanhGeneticsVJ2020VJbhVJchcWchg 5.3 4

113 ydentificationJofJaJNovelJteepJyntronicJγutationJinJsqPNcJPresentingJaJPromisingJTargetJforJ
TherapeuticJSpliceJγodulationXJJournalhofhNeuromuscularhDiseasesVJ2019VJfVJdgeWdhc 5 4

112 RecessiveJtuSJcardioYmyopathyJwithoutJmyofibrillarJaggregatesjJintronicJspliceJvariantJsilencesJ
oneJalleleJleavingJonlyJmissenseJαaiZPWdesminXJEuropeanhJournalhofhHumanhGeneticsVJ2019VJbgVJabfgWabgc5.3 6

111 ResolvingJtheJfullJspectrumJofJhumanJgenomeJvariationJusingJαinkedWReadsXJGenomehResearchVJ
2019VJbiVJfceWfde 9.7 86

110 sontributionJofJnoncodingJpathogenicJvariantsJtoJRPwRyPaWmediatedJinheritedJretinalJ
degenerationXJGeneticshinhMedicineVJ2019VJbaVJfidWgZd 8.1 14

(2019-2020)
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109 PathogenicJqbnormalJSplicingJtueJtoJyntronicJteletionsJthatJynduceJriophysicalJSpaceJsonstraintJ
forJSpliceosomeJqssemblyXJAmericanhJournalhofhHumanhGeneticsVJ2019VJaZeVJegcWehg 11 14

108 weneticJregulatoryJvariationJinJpopulationsJinformsJtranscriptomeJanalysisJinJrareJdiseaseXJScienceVJ
2019VJcffVJceaWcef 33.3 42

107 qJrecurrentJsOαfqaJpseudoexonJinsertionJcausesJmuscularJdystrophyJandJisJeffectivelyJtargetedJ
byJspliceWcorrectionJtherapiesXJJCIhInsightVJ2019VJdVJ 9.9 23

106 UsingJxighWResolutionJVariantJvrequenciesJumpowersJslinicalJwenomeJynterpretationJandJunablesJ
ynvestigationJofJweneticJqrchitectureXJAmericanhJournalhofhHumanhGeneticsVJ2019VJaZdVJahgWaiZ 11 8

105 ReplyJtoJQSelectiveJeffectsJofJheterozygousJproteinWtruncatingJvariantsQXJNaturehGeneticsVJ2019VJeaVJcWd 36.3 1

104 ynsightsJintoJgeneticsVJhumanJbiologyJandJdiseaseJgleanedJfromJfamilyJbasedJgenomicJstudiesXJ
GeneticshinhMedicineVJ2019VJbaVJgihWhab 8.1 100

103 uxtendingJtheJclinicalJandJmutationalJspectrumJofJWrelatedJmyopathiesJinJaJnonWxutteriteJ
populationXJJournalhofhNeurologyuhNeurosurgeryhandhPsychiatryVJ2019VJiZVJdiZWdic 5.5 6

102 QuantitativeJanalysisJofJpopulationWscaleJfamilyJtreesJwithJmillionsJofJrelativesXJScienceVJ2018VJcfZVJagaWage33.3 94

101 songenitalJTitinopathyjJsomprehensiveJcharacterizationJandJpathogenicJinsightsXJAnnalshofh
NeurologyVJ2018VJhcVJaaZeWaabd 9.4 59

100 NemalineJmyopathyJandJdistalJarthrogryposisJassociatedJwithJanJautosomalJrecessive´ TNNTc´ spliceJ
variantXJHumanhMutationVJ2018VJciVJchcWchh 4.7 30

99 γuwvaZJrelatedJmyopathiesjJqJnewJcaseJwithJadultJonsetJdiseaseJwithJprominentJrespiratoryJ
failureJandJreviewJofJreportedJphenotypesXJNeuromuscularhDisordersVJ2018VJbhVJdhWec 2.9 9

98 andJγutationsJymplicateJRqreJRegulationJinJNephroticJSyndromeXJJournalhofhthehAmericanhSocietyh
ofhNephrology:hJASNVJ2018VJbiVJbabcWbach 12.7 21

97
tetectionJofJvariantsJinJdystroglycanopathyWassociatedJgenesJthroughJtheJapplicationJofJtargetedJ
wholeWexomeJsequencingJanalysisJtoJaJlargeJcohortJofJpatientsJwithJunexplainedJlimbWgirdleJmuscleJ
weaknessXJSkeletalhMuscleVJ2018VJhVJbc

5.1 26

96 WholeWuxomeJSequencingJydentifiesJsausativeJγutationsJinJvamiliesJwithJsongenitalJqnomaliesJofJ
theJ idneyJandJUrinaryJTractXJJournalhofhthehAmericanhSocietyhofhNephrology:hJASNVJ2018VJbiVJbcdhWbcfa 12.7 75

95 STRetchjJdetectingJandJdiscoveringJpathogenicJshortJtandemJrepeatJexpansionsXJGenomehBiologyVJ
2018VJaiVJaba 18.3 66

94 ynsightsJintoJtheJgeneticJepidemiologyJofJsrohnQsJandJrareJdiseasesJinJtheJqshkenaziJzewishJ
populationXJPLoShGeneticsVJ2018VJadVJeaZZgcbi 6 41

93 qJnovelJcompoundJheterozygousJmutationJinJtheJPOγ JgeneJcausingJlimbWgirdleJmuscularJ
dystrophyWdystroglycanopathyJinJaJsibJpairXJNeuromuscularhDisordersVJ2018VJbhVJfadWfah 2.9 7

92 qJsyntheticWdiploidJbenchmarkJforJaccurateJvariantWcallingJevaluationXJNaturehMethodsVJ2018VJaeVJeieWeig21.6 83
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91 αimbJgirdleJmuscularJdystrophyJdueJtoJmutationsJinXJJournalhofhNeurologyuhNeurosurgeryhandh
PsychiatryVJ2018VJhiVJeZfWeab 5.5 12

90 TheJweneticJαandscapeJofJtiamondWrlackfanJqnemiaXJAmericanhJournalhofhHumanhGeneticsVJ2018VJ
aZcVJicZWidg 11 108

89 qJwholeWgenomeJsequenceJstudyJidentifiesJgeneticJriskJfactorsJforJneuromyelitisJopticaXJNatureh
CommunicationsVJ2018VJiVJaibi 17.4 48

88 QuantifyingJtheJympactJofJRareJandJUltraWrareJsodingJVariationJacrossJtheJPhenotypicJSpectrumXJ
AmericanhJournalhofhHumanhGeneticsVJ2018VJaZbVJabZdWabaa 11 59

87 raseWspecificJmutationalJintoleranceJnearJspliceJsitesJclarifiesJtheJroleJofJnonessentialJspliceJ
nucleotidesXJGenomehResearchVJ2018VJbhVJifhWigd 9.7 23

86 SγsxtaJmutationsJassociatedJwithJaJrareJmuscularJdystrophyJcanJalsoJcauseJisolatedJarhiniaJandJ
rosmaJarhiniaJmicrophthalmiaJsyndromeXJNaturehGeneticsVJ2017VJdiVJbchWbdh 36.3 88

85 TheJuxqsJbrowserjJdisplayingJreferenceJdataJinformationJfromJoverJfZJZZZJexomesXJNucleichAcidsh
ResearchVJ2017VJdeVJthdZWthde 20.1 348

84 PathogenicJqSXαaJsomaticJvariantsJinJreferenceJdatabasesJcomplicateJgermlineJvariantJ
interpretationJforJrohringWOpitzJSyndromeXJHumanhMutationVJ2017VJchVJeagWebc 4.7 34

83 RefiningJtheJroleJofJdeJnovoJproteinWtruncatingJvariantsJinJneurodevelopmentalJdisordersJbyJusingJ
populationJreferenceJsamplesXJNaturehGeneticsVJ2017VJdiVJeZdWeaZ 36.3 203

82 xumanJknockoutsJandJphenotypicJanalysisJinJaJcohortJwithJaJhighJrateJofJconsanguinityXJNatureVJ
2017VJeddVJbceWbci 50.4 208

81 ymprovingJgeneticJdiagnosisJinJγendelianJdiseaseJwithJtranscriptomeJsequencingXJScienceh
TranslationalhMedicineVJ2017VJiVJ 17.5 338

80 UsingJhighWresolutionJvariantJfrequenciesJtoJempowerJclinicalJgenomeJinterpretationXJGeneticshinh
MedicineVJ2017VJaiVJaaeaWaaeh 8.1 208

79 ustimatingJtheJselectiveJeffectsJofJheterozygousJproteinWtruncatingJvariantsJfromJhumanJexomeJ
dataXJNaturehGeneticsVJ2017VJdiVJhZfWhaZ 36.3 84

78 redsideJrackJtoJrenchjJruildingJrridgesJbetweenJrasicJandJslinicalJwenomicJResearchXJCellVJ2017VJ
afiVJfWab 56.2 81

77 qJnovelJrecessiveJTTNJfounderJvariantJisJaJcommonJcauseJofJdistalJmyopathyJinJtheJSerbianJ
populationXJEuropeanhJournalhofhHumanhGeneticsVJ2017VJbeVJegbWeha 5.3 14

76 αandscapeJofJXJchromosomeJinactivationJacrossJhumanJtissuesXJNatureVJ2017VJeeZVJbddWbdh 50.4 417

75 uxomeJsequencesJversusJsequentialJgeneJtestingJinJtheJU JhighlyJspecialisedJServiceJforJαimbJ
wirdleJγuscularJtystrophyXJOrphanethJournalhofhRarehDiseasesVJ2017VJabVJaea 4.2 27

74
ydentificationJofJwqqJvariantsJthroughJwholeJexomeJsequencingJtargetedJtoJaJcohortJofJfZfJ
patientsJwithJunexplainedJlimbWgirdleJmuscleJweaknessXJOrphanethJournalhofhRarehDiseasesVJ2017VJ
abVJagc

4.2 18

(2017-2018)
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73 qJαossWofWvunctionJSpliceJqcceptorJVariantJinJysJProtectiveJforJTypeJbJtiabetesXJDiabetesVJ2017VJffVJbiZcWbiad0.9 32

72 UsingJqαovTJtoJdetermineJtheJimpactJofJputativeJlossWofWfunctionJvariantsJinJproteinWcodingJgenesXJ
NaturehCommunicationsVJ2017VJhVJchb 17.4 19

71 qJQsecondJtruncationQJinJTTNJcausesJearlyJonsetJrecessiveJmuscularJdystrophyXJNeuromuscularh
DisordersVJ2017VJbgVJaZZiWaZag 2.9 9

70
xumanJgeneticJvariationJaltersJsRySPRWsasiJonWJandJoffWtargetingJspecificityJatJtherapeuticallyJ
implicatedJlociXJProceedingshofhthehNationalhAcademyhofhScienceshofhthehUnitedhStateshofhAmericaVJ
2017VJaadVJuaabegWuaabff

11.5 66

69 αargeWscaleJwWqSJidentifiesJmultipleJlociJforJhandJgripJstrengthJprovidingJbiologicalJinsightsJintoJ
muscularJfitnessXJNaturehCommunicationsVJ2017VJhVJafZae 17.4 80

68 sostWeffectivenessJofJmassivelyJparallelJsequencingJforJdiagnosisJofJpaediatricJmuscleJdiseasesXJNpjh
GenomichMedicineVJ2017VJbVJ 6.2 48

67 ReassessmentJofJγendelianJgeneJpathogenicityJusingJgVheeJcardiomyopathyJcasesJandJfZVgZfJ
referenceJsamplesXJGeneticshinhMedicineVJ2017VJaiVJaibWbZc 8.1 386

66 ustimatedJdiseaseJincidenceJofJRqwaYbJmutationsjJq´ caseJreportJandJqueryingJtheJuxomeJ
qggregationJsonsortiumXJJournalhofhAllergyhandhClinicalhImmunologyVJ2017VJaciVJfiZWfibXec 11.5 8

65 slinVarJdataJparsingXJWellcomehOpenhResearchVJ2017VJbVJcc 4.8 16

64
teJNovoJγutationsJinJSONJtisruptJRNqJSplicingJofJwenesJussentialJforJrrainJtevelopmentJandJ
γetabolismVJsausingJanJyntellectualWtisabilityJSyndromeXJAmericanhJournalhofhHumanhGeneticsVJ2016
VJiiVJgaaWgai

11 44

63 qnalysisJofJproteinWcodingJgeneticJvariationJinJfZVgZfJhumansXJNatureVJ2016VJecfVJbheWia 50.4 6940

62 PatternsJofJgenicJintoleranceJofJrareJcopyJnumberJvariationJinJeiVhihJhumanJexomesXJNatureh
GeneticsVJ2016VJdhVJaaZgWaa 36.3 135

61 PubliclyJqvailableJtataJProvideJuvidenceJagainstJNRaxcJRdaeQJsausingJγultipleJSclerosisXJNeuronVJ
2016VJibVJccfWcch 13.9 14

60 xighWthroughputJdiscoveryJofJnovelJdevelopmentalJphenotypesXJNatureVJ2016VJecgVJeZhWead 50.4 608

59 QuantifyingJunobservedJproteinWcodingJvariantsJinJhumanJpopulationsJprovidesJaJroadmapJforJ
largeWscaleJsequencingJprojectsXJNaturehCommunicationsVJ2016VJgVJacbic 17.4 27

58 tiagnosisJandJetiologyJofJcongenitalJmuscularJdystrophyjJWeJareJhalfwayJthereXJAnnalshofh
NeurologyVJ2016VJhZVJaZaWaa 9.4 39

57 QuantifyingJprionJdiseaseJpenetranceJusingJlargeJpopulationJcontrolJcohortsXJSciencehTranslationalh
MedicineVJ2016VJhVJcbbrai 17.5 205

56 xealthJandJpopulationJeffectsJofJrareJgeneJknockoutsJinJadultJhumansJwithJrelatedJparentsXJScience
VJ2016VJcebVJdgdWg 33.3 185
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55 ProminentJscapulaeJmimickingJanJinheritedJmyopathyJexpandsJtheJphenotypeJofJsxtgWrelatedJ
diseaseXJEuropeanhJournalhofhHumanhGeneticsVJ2016VJbdVJabafWi 5.3 2

54 γutationsJinJxSPrhJcausingJaJnewJphenotypeJofJdistalJmyopathyJandJmotorJneuropathyXJNeurology
VJ2016VJhfVJciaWh 6.5 83

53 qnalysisJofJtheJqsTNcJheterozygousJgenotypeJsuggestsJthatJ˛–WactininWcJcontrolsJsarcomericJ
compositionJandJmuscleJfunctionJinJaJdoseWdependentJfashionXJHumanhMolecularhGeneticsVJ2016VJbeVJhffWgg5.6 26

52 TORaqyPaJasJaJcauseJofJcardiacJfailureJandJrecessiveJlimbWgirdleJmuscularJdystrophyXJNeuromuscularh
DisordersVJ2016VJbfVJeZZWc 2.9 25

51 SuperheroesJofJdiseaseJresistanceXJNaturehBiotechnologyVJ2016VJcdVJeabWc 44.5 3

50 VariantsJinJSαsahqcVJvesicularJacetylcholineJtransporterVJcauseJcongenitalJmyasthenicJsyndromeXJ
NeurologyVJ2016VJhgVJaddbWaddh 6.5 35

49 VariantsJinJtheJOxidoreductaseJPYROXtaJsauseJuarlyWOnsetJγyopathyJwithJynternalizedJNucleiJandJ
γyofibrillarJtisorganizationXJAmericanhJournalhofhHumanhGeneticsVJ2016VJiiVJaZhfWaaZe 11 29

48 RNqseqJanalysisJforJtheJdiagnosisJofJmuscularJdystrophyXJAnnalshofhClinicalhandhTranslationalh
NeurologyVJ2016VJcVJeeWfZ 5.3 58

47 TheJlandscapeJofJgenomicJimprintingJacrossJdiverseJadultJhumanJtissuesXJGenomehResearchVJ2015VJ
beVJibgWcf 9.7 139

46 uxpandingJtheJphenotypeJofJwγPPrJmutationsXJBrainVJ2015VJachVJhcfWdd 11.2 45

45 xumanJgenomicsXJTheJwenotypeWTissueJuxpressionJRwTuxSJpilotJanalysisjJmultitissueJgeneJ
regulationJinJhumansXJScienceVJ2015VJcdhVJfdhWfZ 33.3 3242

44 xumanJgenomicsXJuffectJofJpredictedJproteinWtruncatingJgeneticJvariantsJonJtheJhumanJ
transcriptomeXJScienceVJ2015VJcdhVJfffWi 33.3 170

43 qJglobalJreferenceJforJhumanJgeneticJvariationXJNatureVJ2015VJebfVJfhWgd 50.4 8599

42 UseJofJWholeWuxomeJSequencingJforJtiagnosisJofJαimbWwirdleJγuscularJtystrophyjJOutcomesJandJ
αessonsJαearnedXJJAMAhNeurologyVJ2015VJgbVJadbdWcb 17.2 121

41
qJrespiratoryJchainJcontrolledJsignalJtransductionJcascadeJinJtheJmitochondrialJintermembraneJ
spaceJmediatesJhydrogenJperoxideJsignalingXJProceedingshofhthehNationalhAcademyhofhScienceshofhtheh
UnitedhStateshofhAmericaVJ2015VJaabVJuefgiWhh

11.5 47

40 γutationsJinJPywYjJexpandingJtheJphenotypeJofJinheritedJglycosylphosphatidylinositolJdeficienciesXJ
HumanhMolecularhGeneticsVJ2015VJbdVJfadfWei 5.6 56

39 TheJU aZ JprojectJidentifiesJrareJvariantsJinJhealthJandJdiseaseXJNatureVJ2015VJebfVJhbWiZ 50.4 776

38 sonceptJandJdesignJofJaJgenomeWwideJassociationJgenotypingJarrayJtailoredJforJ
transplantationWspecificJstudiesXJGenomehMedicineVJ2015VJgVJiZ 14.4 38

(2015-2016)
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37 qJframeworkJforJtheJinterpretationJofJdeJnovoJmutationJinJhumanJdiseaseXJNaturehGeneticsVJ2014VJ
dfVJiddWeZ 36.3 656

36 WholeJexomeJsequencingJidentifiesJthreeJrecessiveJvywdJmutationsJinJanJapparentlyJdominantJ
pedigreeJwithJsharcotWγarieWToothJdiseaseXJNeuromuscularhDisordersVJ2014VJbdVJfffWgZ 2.9 14

35 riallelicJvariantsJinJTTααeVJencodingJaJtubulinJglutamylaseVJcauseJretinalJdystrophyXJAmericanh
JournalhofhHumanhGeneticsVJ2014VJidVJgfZWi 11 52

34 TheJshallengeJofJNextJwenerationJSequencingJinJtheJsontextJofJNeuromuscularJtiseasesXJJournalh
ofhNeuromuscularhDiseasesVJ2014VJaVJaceWadi 5 20

33 tistributionJandJmedicalJimpactJofJlossWofWfunctionJvariantsJinJtheJvinnishJfounderJpopulationXJPLoSh
GeneticsVJ2014VJaZVJeaZZddid 6 243

32 qllelicJexpressionJofJdeleteriousJproteinWcodingJvariantsJacrossJhumanJtissuesXJPLoShGeneticsVJ2014VJ
aZVJeaZZdcZd 6 43

31 qssociationJofJaJlowWfrequencyJvariantJinJxNvaqJwithJtypeJbJdiabetesJinJaJαatinoJpopulationXJJAMAhvh
JournalhofhthehAmericanhMedicalhAssociationVJ2014VJcaaVJbcZeWad 27.4 164

30 TheJshallengeJofJNextJwenerationJSequencingJinJtheJsontextJofJNeuromuscularJtiseasesXJJournalh
ofhNeuromuscularhDiseasesVJ2014VJaVJaceWadi 5 10

29 yntegrativeJannotationJofJvariantsJfromJaZibJhumansjJapplicationJtoJcancerJgenomicsXJScienceVJ2013
VJcdbVJabceehg 33.3 281

28 TranscriptomeJandJgenomeJsequencingJuncoversJfunctionalJvariationJinJhumansXJNatureVJ2013VJeZaVJeZfWaa50.4 1323

27 TheJoriginVJevolutionVJandJfunctionalJimpactJofJshortJinsertionWdeletionJvariantsJidentifiedJinJagiJ
humanJgenomesXJGenomehResearchVJ2013VJbcVJgdiWfa 9.7 150

26 TheJwenotypeWTissueJuxpressionJRwTuxSJprojectXJNaturehGeneticsVJ2013VJdeVJehZWe 36.3 4179

25 TheJuncertainJroadJtowardsJgenomicJmedicineXJTrendshinhGeneticsVJ2012VJbhVJcZcWe 8.5 8

24 shallengesJinJclinicalJgenomicsXJGenomehMedicineVJ2012VJdVJdc 14.4 5

23 qJsystematicJsurveyJofJlossWofWfunctionJvariantsJinJhumanJproteinWcodingJgenesXJScienceVJ2012VJcceVJhbcWh33.3 880

22 γethodsjJvaceJupJtoJfalseJpositivesXJNatureVJ2012VJdhgVJdbgWh 50.4 42

21 OriginsJandJfunctionalJimpactJofJcopyJnumberJvariationJinJtheJhumanJgenomeXJNatureVJ2010VJdfdVJgZdWab50.4 1467

20 αossWofWfunctionJvariantsJinJtheJgenomesJofJhealthyJhumansXJHumanhMolecularhGeneticsVJ2010VJaiVJRabeWcZ5.6 141
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19 TheJqsTNcJweneJandJxumanJPerformanceJ2010VJbZdWbad 3

18 xumanJYJchromosomeJbaseWsubstitutionJmutationJrateJmeasuredJbyJdirectJsequencingJinJaJ
deepWrootingJpedigreeXJCurrenthBiologyVJ2009VJaiVJadecWg 6.3 154

17 qnJqctncJknockoutJmouseJprovidesJmechanisticJinsightsJintoJtheJassociationJbetweenJ
alphaWactininWcJdeficiencyJandJhumanJathleticJperformanceXJHumanhMolecularhGeneticsVJ2008VJagVJaZgfWhf5.6 218

16 αossJofJqsTNcJgeneJfunctionJaltersJmouseJmuscleJmetabolismJandJshowsJevidenceJofJpositiveJ
selectionJinJhumansXJNaturehGeneticsVJ2007VJciVJabfaWe 36.3 223

15 qsTNcjJqJgeneticJinfluenceJonJmuscleJfunctionJandJathleticJperformanceXJExercisehandhSporth
ScienceshReviewsVJ2007VJceVJcZWd 6.7 94

14 wenesJandJhumanJeliteJathleticJperformanceXJHumanhGeneticsVJ2005VJaafVJccaWi 6.3 142

13 qJgeneJforJspeedoJTheJevolutionJandJfunctionJofJalphaWactininWcXJBioEssaysVJ2004VJbfVJghfWie 4.1 166

12 SystematicJevaluationJofJgenomeJsequencingJasJaJfirstWtierJdiagnosticJtestJforJprenatalJandJ
pediatricJdisorders 2

11 seqrJjJaJwebWbasedJanalysisJandJcollaborationJtoolJforJrareJdiseaseJgenomics 1

10 RegionalJmissenseJconstraintJimprovesJvariantJdeleteriousnessJprediction 102

9 STRetchjJdetectingJandJdiscoveringJpathogenicJshortJtandemJrepeatJexpansions 7

8 ScalingJaccurateJgeneticJvariantJdiscoveryJtoJtensJofJthousandsJofJsamples 392

7 αeveragingJsupervisedJlearningJforJfunctionallyWinformedJfineWmappingJofJcisWeQTαsJidentifiesJanJ
additionalJbZViacJputativeJcausalJeQTαs 2

6 uvaluatingJpotentialJdrugJtargetsJthroughJhumanJlossWofWfunctionJgeneticJvariation 12

5 TheJmutationalJconstraintJspectrumJquantifiedJfromJvariationJinJadaVdefJhumans 381

4 TranscriptJexpressionWawareJannotationJimprovesJrareJvariantJdiscoveryJandJinterpretation 8

3 SystematicJsingleWvariantJandJgeneWbasedJassociationJtestingJofJcVgZZJphenotypesJinJbhaVheZJU J
riobankJexomes 6

2 γitochondrialJtNqJvariationJacrossJefVdcdJindividualsJinJgnomqt 2
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1 TranscriptomeJvariationJinJhumanJtissuesJrevealedJbyJlongWreadJsequencing 6
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