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j Paper IF Citations

116
LeveragingLTOPMedLimputationLserverLandLconstructingLaLcohortYspecificLimputationLreferenceL
panelLtoLenhanceLgenotypeLimputationLamongLcysticLfibrosisLpatientsZZLHumanfGeneticsfandf
GenomicsfAdvancesXL2022XLeXLcbbbkb

0.8

115 uentersLforLMendelianLyenomicslLsLdecadeLofLfacilitatingLgeneLdiscoveryZZLGeneticsfinfMedicineXL
2022XL 8.1 5

114 VariantsLinLcauseLaLspectrumLofLXYlinkedLneurodevelopmentalLdisordersLandLfacialLdysmorphologyZZL
HumanfGeneticsfandfGenomicsfAdvancesXL2022XLeXLcbbcbd 0.8 0

113 VariantYlevelLmatchingLforLdiagnosisLandLdiscoverylLchallengesLandLopportunitiesZZLHumanfMutationXL
2022XL 4.7 1

112 uompleteLuxTRLgeneLsequencingLinLgXbgjLindividualsLwithLcysticLfibrosisLinformsLvariantYspecificL
treatmentZLJournalfoffCysticfFibrosisXL2021XL 4.1 2

111
xurtherLdelineationLofLvanLdenLwndeYyuptaLsyndromelLyeneticLheterogeneityLandLoverlapLwithL
congenitalLheartLdefectsLandLskeletalLmalformationsLsyndromeZLAmericanfJournalfoffMedicalf
GeneticstfPartfAXL2021XLcjgXLdcehYdcfk

2.5 0

110 yermlineLSsMvkLLtruncationLvariantsLtriggerLglobalLtranslationalLrepressionZLJournalfoff
ExperimentalfMedicineXL2021XLdcjXL 16.6 6

109 wxpandingLtheLphenotypeXLgenotypeLandLbiochemicalLknowledgeLofLsLyeYuvyZLJournalfoffInheritedf
MetabolicfDiseaseXL2021XLffXLkjiYcbbb 5.4 1

108 veletionLofLuTuxLsitesLinLtheLSzzLlocusLaltersLenhancerYpromoterLinteractionsLandLleadsLtoL
acheiropodiaZLNaturefCommunicationsXL2021XLcdXLddjd 17.4 8

107 sLmutationLinLSLueisfLcausesLaLdominantlyLinheritedLcongenitalLdisorderLofLglycosylationL
characterizedLbyLliverLdysfunctionZLAmericanfJournalfoffHumanfGeneticsXL2021XLcbjXLcbfbYcbgd 11 2

106 wxomeYwideLrareLvariantLanalysisLinLfamilialLessentialLtremorZLParkinsonismfandfRelatedfDisordersXL
2021XLjdXLcbkYcch 3.6 5

105 TMwMdcjLdysfunctionLcausesLciliopathiesXLincludingLβoubertLandLMeckelLsyndromesZLHumanf
GeneticsfandfGenomicsfAdvancesXL2021XLdXLcbbbchYcbbbch 0.8 1

104 slternativeLgenomicLdiagnosesLforLindividualsLwithLaLclinicalLdiagnosisLofLvubowitzLsyndromeZL
AmericanfJournalfoffMedicalfGeneticstfPartfAXL2021XLcjgXLcckYcee 2.5 6

103 sLdyadicLapproachLtoLtheLdelineationLofLdiagnosticLentitiesLinLclinicalLgenomicsZLAmericanfJournalfoff
HumanfGeneticsXL2021XLcbjXLjYcg 11 19

102 TargetedLlongYreadLsequencingLidentifiesLmissingLdiseaseYcausingLvariationZLAmericanfJournalfoff
HumanfGeneticsXL2021XLcbjXLcfehYcffk 11 16

101 v sPzcLVariantsLinLNonYwastLssianLPatientsLWithLSporadicLMoyamoyaLviseaseZLJAMAfNeurologyXL
2021XLijXLkkeYcbbe 17.2 7

100 ResponseLtoLzamoshLet´ alZLAmericanfJournalfoffHumanfGeneticsXL2021XLcbjXLcjbkYcjcb 11
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99 MultiplexedLxunctionalLsssessmentLofLyeneticLVariantsLinLusRvccZLAmericanfJournalfoffHumanf
GeneticsXL2020XLcbiXLcbdkYcbfe 11 8

98 xurtherLdelineationLofLtheLclinicalLspectrumLofLKsThtLdisordersLandLallelicLseriesLofLpathogenicL
variantsZLGeneticsfinfMedicineXL2020XLddXLceejYcefi 8.1 9

97 MutationsLinLywTfLdisruptLtheLtransmembraneLdomainLrecognitionLcomplexLpathwayZLJournalfoff
InheritedfMetabolicfDiseaseXL2020XLfeXLcbeiYcbfg 5.4 0

96 jqdfLgeneticLvariationLandLcomprehensiveLhaplotypesLalteringLfamilialLriskLofLprostateLcancerZL
NaturefCommunicationsXL2020XLccXLcgde 17.4 4

95 yainYofYxunctionLVariantsLinLvilatedLuardiomyopathyZLCirculationfGenomicfandfPrecisionfMedicineXL
2020XLceXLebbdjkd 5.2 5

94 yeneticLsncestryLTestinglLWhatL sL tLandLWhyL sL tL mportantqZLJAMAfufJournalfoffthefAmericanf
MedicalfAssociationXL2020XLedeXLcbjkYcbkb 27.4 3

93 vysfunctionLofLtheLciliaryLsRMukaTOysRsMcLproteinLmoduleLcausesLβoubertLsyndromeZLJournalfoff
ClinicalfInvestigationXL2020XLcebXLffdeYffek 15.9 19

92 veLnovoLandLinheritedLvariantsLinLZNxdkdLunderlieLaLneurodevelopmentalLdisorderLwithLfeaturesLofL
autismLspectrumLdisorderZLGeneticsfinfMedicineXL2020XLddXLgejYgfh 8.1 14

91 MNcLuYterminalLtruncationLsyndromeLisLaLnovelLneurodevelopmentalLandLcraniofacialLdisorderLwithL
partialLrhombencephalosynapsisZLBrainXL2020XLcfeXLggYhj 11.2 18

90
PredominantLandLnovelLdeLnovoLvariantsLinLdkLindividualsLwithLsLyceLdeficiencylLulinicalL
descriptionXLbiomarkerLstatusXLbiochemicalLanalysisXLandLtreatmentLsuggestionsZLJournalfoffInheritedf
MetabolicfDiseaseXL2020XLfeXLceeeYcefj

5.4 10

89 ResponseLtoLzallLet´ alZLAmericanfJournalfoffHumanfGeneticsXL2020XLcbiXLccjjYccjk 11

88 MutationsLinLMYLPxLuauseLaLNovelLSegmentalLsmyoplasiaLthatLManifestsLasLvistalLsrthrogryposisZL
AmericanfJournalfoffHumanfGeneticsXL2020XLcbiXLdkeYecb 11 6

87
RareLdeleteriousLvariantsLofLNOTuzcXLysTsfXLSMsvhXLandLROtOfLareLenrichedLinLtsVLwithLearlyL
onsetLcomplicationsLbutLnotLinLtsVLwithLheritableLthoracicLaorticLdiseaseZLMolecularfGeneticsfmamp;f
GenomicfMedicineXL2020XLjXLecfbh

2.3 5

86 TheLpleiotropyLassociatedLwithLdeLnovoLvariantsLinLuzvfXLuNOTeXLandLSwTvgLextendsLtoLmoyamoyaL
angiopathyZLGeneticsfinfMedicineXL2020XLddXLfdiYfec 8.1 10

85 RedefiningLtheLwtiologicLLandscapeLofLuerebellarLMalformationsZLAmericanfJournalfoffHumanf
GeneticsXL2019XLcbgXLhbhYhcg 11 40

84 MendelianLyeneLviscoverylLxastLandLxuriousLwithLNoLwndLinLSightZLAmericanfJournalfoffHumanf
GeneticsXL2019XLcbgXLffjYfgg 11 73

83 MutationsLinLyvxccLandLtheLextracellularLantagonistXLxollistatinXLasLaLlikelyLcauseLofLMendelianL
formsLofLorofacialLcleftingLinLhumansZLHumanfMutationXL2019XLfbXLcjceYcjdg 4.7 14

82 MutationsLinLtheLtransloconYassociatedLproteinLcomplexLsubunitLSSReLcauseLaLnovelLcongenitalL
disorderLofLglycosylationZLJournalfoffInheritedfMetabolicfDiseaseXL2019XLfdXLkkeYkki 5.4 10

(2019-2020)
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81 wxomeLsequencingLofLfamilyLtriosLfromLtheLNationalLtirthLvefectsLPreventionLStudylLTappingLintoLaL
richLresourceLofLgeneticLandLenvironmentalLdataZLBirthfDefectsfResearchXL2019XLcccXLchcjYched 2.9 4

80 ParalogLStudiesLsugmentLyeneLviscoverylLvvXLandLvzXLyenesZLAmericanfJournalfoffHumanf
GeneticsXL2019XLcbgXLebdYech 11 19

79 tiYallelicLVariantsLinLTONSLLuauseLSPONsSTR MwLvysplasiaLandLaLSpectrumLofLSkeletalLvysplasiaL
PhenotypesZLAmericanfJournalfoffHumanfGeneticsXL2019XLcbfXLfddYfej 11 10

78  nsightsLintoLgeneticsXLhumanLbiologyLandLdiseaseLgleanedLfromLfamilyLbasedLgenomicLstudiesZL
GeneticsfinfMedicineXL2019XLdcXLikjYjcd 8.1 100

77
LossLofLfunctionXLmissenseXLandLintronicLvariantsLinLNOTuzcLconferLdifferentLrisksLforLleftL
ventricularLoutflowLtractLobstructiveLheartLdefectsLinLtwoLwuropeanLcohortsZLGeneticfEpidemiologyXL
2019XLfeXLdcgYddh

2.6 12

76 yyuLRepeatLwxpansionLandLwxonLcLMethylationLofLXYLTcL sLaLuommonLPathogenicLVariantLinL
taratelaYScottLSyndromeZLAmericanfJournalfoffHumanfGeneticsXL2019XLcbfXLegYff 11 47

75 yenomeLsequencingLidentifiesLmultipleLdeleteriousLvariantsLinLautismLpatientsLwithLmoreLsevereL
phenotypesZLGeneticsfinfMedicineXL2019XLdcXLchccYchdb 8.1 52

74 sLpresynapticLcongenitalLmyasthenicLsyndromeLattributedLtoLaLhomozygousLsequenceLvariantLinL
LsMsgZLAnnalsfoffthefNewfYorkfAcademyfoffSciencesXL2018XLcfceXLcckYcdg 6.5 3

73 PlainYlanguageLmedicalLvocabularyLforLprecisionLdiagnosisZLNaturefGeneticsXL2018XLgbXLfifYfih 36.3 20

72 yeneticLcounselorsLonLtheLfrontlineLofLprecisionLhealthZLAmericanfJournalfoffMedicalfGeneticstfPartf
C:fSeminarsfinfMedicalfGeneticsXL2018XLcijXLgYk 3.1 7

71 xunctionalLvysregulationLofLuvufdLuausesLviverseLvevelopmentalLPhenotypesZLAmericanfJournalf
offHumanfGeneticsXL2018XLcbdXLebkYedb 11 85

70 uomplexLsignaturesLofLnaturalLselectionLatLyYPsZLHumanfGeneticsXL2018XLceiXLcgcYchb 6.3 7

69 MutationsLinLtheLfourthL˛†YpropellerLdomainLofLLRPfLareLassociatedLwithLisolatedLsyndactylyLwithL
fusionLofLtheLthirdLandLfourthLfingersZLHumanfMutationXL2018XLekXLjccYjcg 4.7 11

68 WholeLexomeLsequencingLanalysisLinLsevereLchronicLobstructiveLpulmonaryLdiseaseZLHumanf
MolecularfGeneticsXL2018XLdiXLejbcYejcd 5.6 19

67 wRuufLvariantsLidentifiedLinLaLcohortLofLpatientsLwithLsegmentalLprogeroidLsyndromesZLHumanf
MutationXL2018XLekXLdggYdhg 4.7 17

66 veLnovoLvariantsLinLcongenitalLdiaphragmaticLherniaLidentifyLMYRxLasLaLnewLsyndromeLandLrevealL
geneticLoverlapsLwithLotherLdevelopmentalLdisordersZLPLoSfGeneticsXL2018XLcfXLecbbijdd 6 47

65 MsuxcLMutationsLwncodingLzighlyLuonservedLZincYtindingLResiduesLofLtheLysRLvomainLuauseL
vefectsLinLNeuronalLMigrationLandLsxonLyuidanceZLAmericanfJournalfoffHumanfGeneticsXL2018XLcbeXLcbbkYcbdc11 30

64 tiYallelicLPOLResLLossYofYxunctionLVariantsLuauseLsutosomalYRecessiveLWiedemannYRautenstrauchL
SyndromeZLAmericanfJournalfoffHumanfGeneticsXL2018XLcbeXLkhjYkig 11 28
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63 sLcontentLanalysisLofLtheLviewsLofLgeneticsLprofessionalsLonLraceXLancestryXLandLgeneticsZLAJOBf
EmpiricalfBioethicsXL2018XLkXLdddYdef 3 11

62 MutationsLinLtheLwpithelialLuadherinYpcdbYuateninLuomplexLuauseLMendelianLNonYSyndromicLuleftL
LipLwithLorLwithoutLuleftLPalateZLAmericanfJournalfoffHumanfGeneticsXL2018XLcbdXLccfeYccgi 11 52

61 sctivationLofLaLcrypticLspliceLsiteLinLtheLmitochondrialLelongationLfactorLyxMcLcausesLcombinedL
OXPzOSLdeficiencyZLMitochondrionXL2017XLefXLjfYkb 4.9 16

60  nternationalLuooperationLtoLwnableLtheLviagnosisLofLsllLRareLyeneticLviseasesZLAmericanfJournalfoff
HumanfGeneticsXL2017XLcbbXLhkgYibg 11 200

59 MutationsLinLsRMukXLwhichLwncodesLaLtasalLtodyLProteinXLuauseLβoubertLSyndromeLinLzumansLandL
uiliopathyLPhenotypesLinLZebrafishZLAmericanfJournalfoffHumanfGeneticsXL2017XLcbcXLdeYeh 11 52

58
PresynapticLcongenitalLmyasthenicLsyndromeLwithLaLhomozygousLsequenceLvariantLinLLsMsgL
combinesLmyopiaXLfacialLticsXLandLfailureLofLneuromuscularLtransmissionZLAmericanfJournalfoff
MedicalfGeneticstfPartfAXL2017XLcieXLddfbYddfg

2.5 26

57
SequencingLofLsporadicLsttentionYveficitLzyperactivityLvisorderLTsvzvULidentifiesLnovelLandL
potentiallyLpathogenicLdeLnovoLvariantsLandLexcludesLoverlapLwithLgenesLassociatedLwithLautismL
spectrumLdisorderZLAmericanfJournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsXL2017XL
cifXLejcYejk

3.5 22

56 SurvivalLbeyondLtheLperinatalLperiodLexpandsLtheLphenotypesLcausedLbyLmutationsLinLyLwcZL
AmericanfJournalfoffMedicalfGeneticstfPartfAXL2017XLcieXLebkjYecbe 2.5 8

55
TheLwpithelialLSodiumLuhannelL sLaLModifierLofLtheLLongYTermLNonprogressiveLPhenotypeL
sssociatedLwithLxgbjdelLuxTRLMutationsZLAmericanfJournalfoffRespiratoryfCellfandfMolecularf
BiologyXL2017XLgiXLiccYidb

5.7 22

54 sLQualitativeLsnalysisLofLzowLsnthropologistsL nterpretLtheLRaceLuonstructZLAmericanf
AnthropologistXL2017XLcckXLfddYfef 1.5 20

53 MyfhlLaLWebYbasedLtoolLforLselfYguidedLmanagementLofLgenomicLtestLresultsLinLresearchLandL
clinicalLsettingsZLGeneticsfinfMedicineXL2017XLckXLfhiYfig 8.1 23

52 snLwxpandedLMultiYOrganLviseaseLPhenotypeLsssociatedLwithLMutationsLinLYsRSZLGenesXL2017XLjXL 4.2 14

51 WholeLgenomeLsequencingLofLextremeLphenotypesLidentifiesLvariantsLinLuvcbcLandLUtwdVcL
associatedLwithLincreasedLriskLofLsexuallyLacquiredLz VYcZLPLoSfPathogensXL2017XLceXLecbbhibe 7.6 9

50 TheLSimonsLyenomeLviversityLProjectlLebbLgenomesLfromLcfdLdiverseLpopulationsZLNatureXL2016XL
gejXLdbcYdbh 50.4 759

49 sLcontinuumLofLadmixtureLinLtheLWesternLzemisphereLrevealedLbyLtheLsfricanLviasporaLgenomeZL
NaturefCommunicationsXL2016XLiXLcdgdd 17.4 90

48 yeneLdiscoveryLforLMendelianLconditionsLviaLsocialLnetworkinglLdeLnovoLvariantsLinLKvMcsLcauseL
developmentalLdelayLandLdistinctiveLfacialLfeaturesZLGeneticsfinfMedicineXL2016XLcjXLijjYkg 8.1 67

47  dentificationLofLRareLVariantsLinLsTPjtfLasLaLRiskLxactorLforLSystemicLSclerosisLbyLWholeYwxomeL
SequencingZLArthritisfandfRheumatologyXL2016XLhjXLckcYdbb 9.5 28

46 yenomeLSequencingLofLsutismYsffectedLxamiliesLRevealsLvisruptionLofLPutativeLNoncodingL
RegulatoryLvNsZLAmericanfJournalfoffHumanfGeneticsXL2016XLkjXLgjYif 11 189

(2016-2018)
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45 wxomeLSequencingLsnalysisLinLSevereXLwarlyYOnsetLuhronicLObstructiveLPulmonaryLviseaseZL
AmericanfJournalfoffRespiratoryfandfCriticalfCarefMedicineXL2016XLckeXLcegeYhe 10.2 35

44 sLsecondLfamilyLwithLusTSzLLsyndromelLuonfirmatoryLreportLofLanotherLuniqueLxyxReLsyndromeZL
AmericanfJournalfoffMedicalfGeneticstfPartfAXL2016XLcibXLckbjYcc 2.5 12

43 wlevatedLplasmaLdihydroorotateLinLMillerLsyndromelLtiochemicalXLdiagnosticLandLclinicalL
implicationsXLandLtreatmentLwithLuridineZLMolecularfGeneticsfandfMetabolismXL2016XLcckXLjeYkb 3.7 12

42 uontractileLpropertiesLofLdevelopingLhumanLfetalLcardiacLmuscleZLJournalfoffPhysiologyXL2016XLgkfXLfeiYgd3.9 34

41 PeriodontalLwhlersYvanlosLSyndromeL sLuausedLbyLMutationsLinLucRLandLucSXLwhichLwncodeL
SubcomponentsLucrLandLucsLofLuomplementZLAmericanfJournalfoffHumanfGeneticsXL2016XLkkXLcbbgYcbcf 11 70

40 RecessiveL nactivatingLMutationsLinLTtuKXLwncodingLaLRabLyTPaseYsctivatingLProteinXLuauseLSevereL
 nfantileLSyndromicLwncephalopathyZLAmericanfJournalfoffHumanfGeneticsXL2016XLkjXLiidYjc 11 29

39 yuidelinesLforLLargeYScaleLSequenceYtasedLuomplexLTraitLsssociationLStudieslLLessonsLLearnedL
fromLtheLNzLt LwxomeLSequencingLProjectZLAmericanfJournalfoffHumanfGeneticsXL2016XLkkXLikcYjbc 11 67

38 vevelopmentLofLaLsubsetLofLforelimbLmusclesLandLtheirLattachmentLsitesLrequiresLtheL
ulnarYmammaryLsyndromeLgeneLTbxeZLDMMfDiseasefModelsfandfMechanismsXL2016XLkXLcdgiYcdhk 4.1 24

37 snLinactivatingLmutationLinLintestinalLcellLkinaseXL uKXLimpairsLhedgehogLsignallingLandLcausesLshortL
ribYpolydactylyLsyndromeZLHumanfMolecularfGeneticsXL2016XLdgXLekkjYfbcc 5.6 31

36 UseLofLmetaphorsLaboutLexomeLandLwholeLgenomeLsequencingZLAmericanfJournalfoffMedicalf
GeneticstfPartfAXL2016XLcibsXLccdiYee 2.5 3

35 wstimatesLofLcontinentalLancestryLvaryLwidelyLamongLindividualsLwithLtheLsameLmtvNsLhaplogroupZL
AmericanfJournalfoffHumanfGeneticsXL2015XLkhXLcjeYke 11 19

34 ylobalLdiversityXLpopulationLstratificationXLandLselectionLofLhumanLcopyYnumberLvariationZLScienceXL
2015XLefkXLaabeihc 33.3 224

33 TheLyeneticLtasisLofLMendelianLPhenotypeslLviscoveriesXLuhallengesXLandLOpportunitiesZLAmericanf
JournalfoffHumanfGeneticsXL2015XLkiXLckkYdcg 11 432

32 SpeechLandLlanguageLinLaLgenotypedLcohortLofLindividualsLwithLKabukiLsyndromeZLAmericanfJournalf
offMedicalfGeneticstfPartfAXL2015XLchiXLcfjeYkd 2.5 27

31 sutosomalYvominantLMultipleLPterygiumLSyndromeL sLuausedLbyLMutationsLinLMYzeZLAmericanf
JournalfoffHumanfGeneticsXL2015XLkhXLjfcYk 11 36

30 TheLembryonicLmyosinLRhiduLmutationLthatLunderliesLxreemanYSheldonLsyndromeLimpairsL
crossYbridgeLdetachmentLandLcyclingLinLadultLskeletalLmuscleZLHumanfMolecularfGeneticsXL2015XLdfXLeefjYgj5.6 37

29 sctionableLexomicLincidentalLfindingsLinLhgbeLparticipantslLchallengesLofLvariantLclassificationZL
GenomefResearchXL2015XLdgXLebgYcg 9.7 252

28 wxomeLsequencingLidentifiesLrareLLvLRLandLsPOsgLallelesLconferringLriskLforLmyocardialLinfarctionZL
NatureXL2015XLgcjXLcbdYh 50.4 463
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27 vevelopmentsLinLourLunderstandingLofLtheLgeneticLbasisLofLbirthLdefectsZLBirthfDefectsfResearchf
PartfA:fClinicalfandfMolecularfTeratologyXL2015XLcbeXLhjbYkc 22

26 MitochondrialLvNsLuopyLNumberLinLSleepLvurationLviscordantLMonozygoticLTwinsZLSleepXL2015XLejXLchggYj1.1 5

25 RareLvariationLfacilitatesLinferencesLofLfineYscaleLpopulationLstructureLinLhumansZLMolecularfBiologyf
andfEvolutionXL2015XLedXLhgeYhb 8.3 31

24 veLnovoLmutationsLinLNsLuNLcauseLaLsyndromeLcharacterizedLbyLcongenitalLcontracturesLofLtheL
limbsLandLfaceXLhypotoniaXLandLdevelopmentalLdelayZLAmericanfJournalfoffHumanfGeneticsXL2015XLkhXLfhdYie11 91

23 wxomeLSequencingLofLPhenotypicLwxtremesL dentifiesLusVdLandLTMuhLasL nteractingLModifiersLofL
uhronicLPseudomonasLaeruginosaL nfectionLinLuysticLxibrosisZLPLoSfGeneticsXL2015XLccXLecbbgdie 6 29

22 uharacteristicsLofLneutralLandLdeleteriousLproteinYcodingLvariationLamongLindividualsLandL
populationsZLAmericanfJournalfoffHumanfGeneticsXL2014XLkgXLfdcYeh 11 74

21 yenotypeYphenotypeLrelationshipsLinLxreemanYSheldonLsyndromeZLAmericanfJournalfoffMedicalf
GeneticstfPartfAXL2014XLchfsXLdjbjYce 2.5 36

20 sttitudesLofLgeneticsLprofessionalsLtowardLtheLreturnLofLincidentalLresultsLfromLexomeLandL
wholeYgenomeLsequencingZLAmericanfJournalfoffHumanfGeneticsXL2014XLkgXLiiYjf 11 98

19
PathogenicLvariantsLforLMendelianLandLcomplexLtraitsLinLexomesLofLhXgciLwuropeanLandLsfricanL
smericanslLimplicationsLforLtheLreturnLofLincidentalLresultsZLAmericanfJournalfoffHumanfGeneticsXL
2014XLkgXLcjeYke

11 68

18 MutationsLinLP wZOdLcauseLyordonLsyndromeXLMardenYWalkerLsyndromeXLandLdistalLarthrogryposisL
typeLgZLAmericanfJournalfoffHumanfGeneticsXL2014XLkfXLiefYff 11 124

17 sLnonYactiveYsiteLSwTLdomainLsurfaceLcrucialLforLtheLinteractionLofLMLLcLandLtheLRbtPgasshdLL
heterodimerLwithinLMLLLfamilyLcoreLcomplexesZLJournalfoffMolecularfBiologyXL2014XLfdhXLddjeYkk 6.5 34

16 RNxdceLrareLvariantsLinLanLethnicallyLdiverseLpopulationLwithLMoyamoyaLdiseaseZLStrokeXL2014XLfgXLedbbYi6.7 103

15 SolvingLglycosylationLdisorderslLfundamentalLapproachesLrevealLcomplicatedLpathwaysZLAmericanf
JournalfoffHumanfGeneticsXL2014XLkfXLchcYig 11 187

14 KabukiLsyndromeLmissenseLmutationsLdisruptLtheLformationLandLhistoneLmethyltransferaseLactivityL
ofLtheLMLLdLcoreLcomplexZLFASEBfJournalXL2013XLdiXLiidZc 0.9

13 sttitudesLofLsfricanLsmericansLTowardLReturnLofLResultsLxromLwxomeLandLWholeLyenomeL
SequencingL2013XLchcXLcbhf 1

12 PracticesLandLPoliciesLofLulinicalLwxomeLSequencingLProviderslLsnalysisLandL mplicationsL2013XLchcXLkeg 2

11 UnanticipatedLresultsLfromLexomeLsequencingawholeLgenomeLsequencinglLTheLskyLwonStLfallL2012XL
cgjsXLdhfeYdhff 2

10 TheLuentersLforLMendelianLyenomicslLaLnewLlargeYscaleLinitiativeLtoLidentifyLtheLgenesLunderlyingL
rareLMendelianLconditionsZLAmericanfJournalfoffMedicalfGeneticstfPartfAXL2012XLcgjsXLcgdeYg 2.5 92

(2012-2015)
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9 wxomeLsequencingLasLaLtoolLforLMendelianLdiseaseLgeneLdiscoveryZLNaturefReviewsfGeneticsXL2011XL
cdXLifgYgg 30.1 1265

8 srthrogryposislLaLreviewLandLupdateZLJournalfoffBonefandfJointfSurgeryfufSeriesfAXL2009XLkcLSupplLfXLfbYh 5.6 232

7 LostLinLtranslationlLmeaningfulLpoliciesLforLwritingLaboutLgeneticsLandLraceZLAmericanfJournalfoff
MedicalfGeneticstfPartfAXL2007XLcfesXLkicYd 2.5 3

6 ulinicalLcharacteristicsLandLnaturalLhistoryLofLxreemanYSheldonLsyndromeZLPediatricsXL2006XLcciXLigfYhd 7.4 87

5 MutationsLinLembryonicLmyosinLheavyLchainLTMYzeULcauseLxreemanYSheldonLsyndromeLandL
SheldonYzallLsyndromeZLNaturefGeneticsXL2006XLejXLghcYg 36.3 196

4 ulinicalLanalysisLofLaLvariantLofLxreemanYSheldonLsyndromeLTvsdtUZLAmericanfJournalfoffMedicalf
GeneticsfPartfAXL1998XLihXLkeYj 45

3 sLrevisedLandLextendedLclassificationLofLtheLdistalLarthrogryposesZLAmericanfJournalfoffMedicalf
GeneticsfPartfAXL1996XLhgXLdiiYjc 171

2 vistalLarthrogryposisLtypeLclLclinicalLanalysisLofLaLlargeLkindredZLAmericanfJournalfoffMedicalf
GeneticsfPartfAXL1996XLhgXLdjdYg 28

1 MutationsLinMYLPxcauseLaLnovelLsegmentalLamyoplasiaLthatLmanifestsLasLdistalLarthrogryposis 1
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