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i Paper IF Citations

74 yllnessJsharacteristicsJofJsOVytWaiJinJshildrenJynfectedJwithJtheJSqRSWsoVWbJteltaJVariantXJChildren
VJ2022VJiVJfeb 2.8 1

73 αultipleJundocrineJTumorsJqssociatedJwithJwermlineJαqXJαutationsjJαultipleJundocrineJ
NeoplasiaJTypeJeoXJJournalmofmClinicalmEndocrinologymandmMetabolismVJ2021VJaZfVJaafcWaahb 5.6 13

72 weneJTestingJinJuverydayJslinicalJUsejJ–essonsJfromJtheJroneJslinicXJJournalmofmthemEndocrinemSociety
VJ2021VJeVJbvaabZZ 0.4 1

71 OsteocyteJtranscriptomeJmappingJidentifiesJaJmolecularJlandscapeJcontrollingJskeletalJ
homeostasisJandJsusceptibilityJtoJskeletalJdiseaseXJNaturemCommunicationsVJ2021VJabVJbddd 17.4 12

70 PuTJdetectivesjJαolecularJimagingJforJphaeochromocytomasJandJparagangliomasJinJtheJgenomicsJ
eraXJClinicalmEndocrinologyVJ2021VJieVJacWbh 3.4 3

69 wermlineJuRrrcJmutationJinJfamilialJnonWsmallWcellJlungJcarcinomajJexpandingJurbrQsJroleJinJ
oncogenesisXJHumanmMolecularmGeneticsVJ2021VJcZVJbcicWbdZa 5.6 0

68 qJ…sN…afJmutationJcausingJTq–…WaJgainJofJfunctionJisJassociatedJwithJmaturityWonsetJdiabetesJofJ
theJyoungXJJCImInsightVJ2021VJfVJ 9.9 3

67 yllnessJdurationJandJsymptomJprofileJinJsymptomaticJU…JschoolWagedJchildrenJtestedJforJ
SqRSWsoVWbXJThemLancetmChildmandmAdolescentmHealthVJ2021VJeVJgZhWgah 14.5 98

66 sharacteristicsJofJuarlyJPagetQsJtiseaseJinJSQSTαaJαutationJsarriersjJraselineJqnalysisJofJtheJZiPPJ
StudyJsohortXJJournalmofmBonemandmMineralmResearchVJ2020VJceVJabdfWabeb 6.3 4

65
qJRareJαutationJinJSαqtiJqssociatedJWithJxighJroneJαassJydentifiesJtheJSαqtWtependentJrαPJ
SignalingJPathwayJasJaJPotentialJqnabolicJTargetJforJOsteoporosisXJJournalmofmBonemandmMineralm
ResearchVJ2020VJceVJibWaZe

6.3 19

64 xeterozygousJlossJofJWrPaaJfunctionJcausesJmultipleJcongenitalJdefectsJinJhumansJandJmiceXJ
HumanmMolecularmGeneticsVJ2020VJbiVJcffbWcfgh 5.6 3

63
ResponseJtoJsommentJonJzohnsonJetJalXJsostWeffectivenessJqnalysisJofJRoutineJScreeningJUsingJ
αassivelyJParallelJSequencingJforJαaturityWOnsetJtiabetesJofJtheJYoungJinJaJPediatricJtiabetesJ
sohortjJReducedJxealthJSystemJsostsJandJymprovedJPatientJQualityJofJ–ifeXJtiabetesJsareJ
bZaikdbjfiWgfXJDiabetesmCareVJ2019VJdbVJegiWehZ

14.6

62 somprehensiveJgeneticJscreeningjJTheJprevalenceJofJmaturityWonsetJdiabetesJofJtheJyoungJgeneJ
variantsJinJaJpopulationWbasedJchildhoodJdiabetesJcohortXJPediatricmDiabetesVJ2019VJbZVJegWfd 3.6 13

61 PredictedJrenignJandJSynonymousJVariantsJinJsauseJPrimaryJqdrenalJynsufficiencyJThroughJ
αissplicingXJJournalmofmthemEndocrinemSocietyVJ2019VJcVJbZaWbba 0.4 13

60
sostWeffectivenessJqnalysisJofJRoutineJScreeningJUsingJαassivelyJParallelJSequencingJforJ
αaturityWOnsetJtiabetesJofJtheJYoungJinJaJPediatricJtiabetesJsohortjJReducedJxealthJSystemJ
sostsJandJymprovedJPatientJQualityJofJ–ifeXJDiabetesmCareVJ2019VJdbVJfiWgf

14.6 15

59 WholeWexomeJsequencingJforJmutationJdetectionJinJpediatricJdisordersJofJinsulinJsecretionjJ
αaturityJonsetJdiabetesJofJtheJyoungJandJcongenitalJhyperinsulinismXJPediatricmDiabetesVJ2018VJaiVJfefWffb3.6 13

58 slinicalJusefulnessJofJcomprehensiveJgeneticJscreeningJinJmaturityJonsetJdiabetesJofJtheJyoungJ
RαOtYSjJqJnovelJqrsshJmutationJinJaJpreviouslyJscreenedJfamilyXJJournalmofmDiabetesVJ2018VJaZVJgfdWgfg3.8 10
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57 xomozygousJvariantJinJsbaorfbJinJaJcaseJofJzeuneJsyndromeJwithJsevereJthoracicJinvolvementjJ
uxtendingJtheJphenotypicJspectrumXJAmericanmJournalmofmMedicalmGenetics,mPartmAVJ2017VJagcVJafihWagZd 2.5 9

56 ysJthereJaJroleJorJtargetJvalueJforJnutritionalJvitaminJtJinJchronicJkidneyJdiseaseoXJNephrologyVJ2017VJ
bbJSupplJbVJegWfd 2.2 1

55 sonclusionsJandJfutureJdirectionsjJQTheJknownJunknownsJâ�ƒXQXJNephrologyVJ2017VJbbJSupplJbVJgZWga 2.2

54 αutationsJinJαqPc…gJthatJqlterJtheJqctivityJofJtheJTq…aJSignalingJsomplexJsauseJ
vrontometaphysealJtysplasiaXJAmericanmJournalmofmHumanmGeneticsVJ2016VJiiVJcibWdZf 11 34

53 TheJgeneticJassociationsJofJacuteJanteriorJuveitisJandJtheirJoverlapJwithJtheJgeneticsJofJankylosingJ
spondylitisXJGenesmandmImmunityVJ2016VJagVJdfWea 4.4 27

52
ydentificationJofJytUqJandJWNTafJPhosphorylationWRelatedJNonWSynonymousJPolymorphismsJforJ
roneJαineralJtensityJinJαetaWqnalysesJofJwenomeWWideJqssociationJStudiesXJJournalmofmBonemandm
MineralmResearchVJ2016VJcaVJcehWfh

6.3 20

51 vrynsJSyndromeJqssociatedJwithJRecessiveJαutationsJinJPywNJinJtwoJSeparateJvamiliesXJHumanm
MutationVJ2016VJcgVJfieWgZb 4.7 34

50 αutationsJinJ–TrPcJcauseJacromicricJdysplasiaJandJgeleophysicJdysplasiaXJJournalmofmMedicalm
GeneticsVJ2016VJecVJdegWfd 5.8 34

49 ydentificationJofJaJnovelJvwvR–aJαicroRNqJtargetJsiteJpolymorphismJforJboneJmineralJdensityJinJ
metaWanalysesJofJgenomeWwideJassociationJstudiesXJHumanmMolecularmGeneticsVJ2015VJbdVJdgaZWbg 5.6 19

48 WholeWgenomeJsequencingJidentifiesJuNaJasJaJdeterminantJofJboneJdensityJandJfractureXJNatureVJ
2015VJebfVJaabWg 50.4 308

47 sompoundJheterozygousJmutationsJinJRyPP–YbJassociatedJwithJvertebralJsegmentationJdefectsXJ
HumanmMolecularmGeneticsVJ2015VJbdVJabcdWdb 5.6 30

46 sO–aqaJsWpropeptideJcleavageJsiteJmutationJcausesJhighJboneJmassVJboneJfragilityJandJjawJlesionsjJ
aJnewJcauseJofJgnathodiaphysealJdysplasiaoXJClinicalmGeneticsVJ2015VJhhVJdiWee 4 12

45 WholeJexomeJsequencingJisJanJefficientVJsensitiveJandJspecificJmethodJforJdeterminingJtheJgeneticJ
causeJofJshortWribJthoracicJdystrophiesXJClinicalmGeneticsVJ2015VJhhVJeeZWg 4 30

44 αultistageJgenomeWwideJassociationJmetaWanalysesJidentifiedJtwoJnewJlociJforJboneJmineralJ
densityXJHumanmMolecularmGeneticsVJ2014VJbcVJaibcWcc 5.6 113

43
TheJyvyTαeJmutationJcXWadsJnJTJresultsJinJanJelongatedJtranscriptJexpressedJinJhumanJbonekJandJ
causesJvaryingJphenotypicJseverityJofJosteogenesisJimperfectaJtypeJVXJBMCmMusculoskeletalm
DisordersVJ2014VJaeVJaZg

2.8 15

42 WholeJexomeJsequencingJisJanJefficientJandJsensitiveJmethodJforJdetectionJofJgermlineJmutationsJ
inJpatientsJwithJphaeochromcytomasJandJparagangliomasXJClinicalmEndocrinologyVJ2014VJhZVJbeWcc 3.4 32

41 αulticentricJsarpotarsalJOsteolysisJysJsausedJbyJαutationsJslusteringJinJtheJqminoWTerminalJ
TranscriptionalJqctivationJtomainJofJαqvrXJAmericanmJournalmofmHumanmGeneticsVJ2014VJidVJfdc 11 2

40 weneticJdeterminantsJofJheelJboneJpropertiesjJgenomeWwideJassociationJmetaWanalysisJandJ
replicationJinJtheJwuvOSYwuNOαOSJconsortiumXJHumanmMolecularmGeneticsVJ2014VJbcVJcZedWfh 5.6 78
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39 PeripartumJmanagementJofJglycemiaJinJwomenJwithJtypeJaJdiabetesXJDiabetesmCareVJ2014VJcgVJcfdWga 14.6 17

38 wenomeWwideJassociationJstudyJforJradiographicJvertebralJfracturesjJqJpotentialJroleJforJtheJafqbdJ
rαtJlocusXJBoneVJ2014VJeiVJbZWbg 4.7 29

37 NextWgenerationJsequencingjJaJframeshiftJinJskeletalJdysplasiaJgeneJdiscoveryXJOsteoporosism
InternationalVJ2014VJbeVJdZgWbb 5.3 16

36 ShortWribJpolydactylyJandJzeuneJsyndromesJareJcausedJbyJmutationsJinJWtRfZXJAmericanmJournalmofm
HumanmGeneticsVJ2013VJicVJeaeWbc 11 92

35 αutationsJinJtheJgeneJencodingJyvTJdyneinJcomplexJcomponentJWtRcdJcauseJzeuneJasphyxiatingJ
thoracicJdystrophyXJAmericanmJournalmofmHumanmGeneticsVJ2013VJicVJicbWdd 11 84

34 qJnovelJserogeneticJapproachJdeterminesJtheJcommunityJprevalenceJofJceliacJdiseaseJandJinformsJ
improvedJdiagnosticJpathwaysXJBMCmMedicineVJ2013VJaaVJahh 11.4 72

33 ymprovingJdiagnosisJofJtumorWinducedJosteomalaciaJwithJwalliumWfhJtOTqTqTuJPuTYsTXJJournalmofm
ClinicalmEndocrinologymandmMetabolismVJ2013VJihVJfhgWid 5.6 87

32 tefectsJinJtheJyvTWrJcomponentJyvTagbJcauseJzeuneJandJαainzerWSaldinoJsyndromesJinJhumansXJ
AmericanmJournalmofmHumanmGeneticsVJ2013VJicVJiaeWbe 11 155

31 qnalysisJofJbodyJcompositionJinJindividualsJwithJhighJboneJmassJrevealsJaJmarkedJincreaseJinJfatJ
massJinJwomenJbutJnotJmenXJJournalmofmClinicalmEndocrinologymandmMetabolismVJ2013VJihVJhahWbh 5.6 23

30 qutosomalJdominantJspondylocostalJdysostosisJisJcausedJbyJmutationJinJTrXfXJHumanmMolecularm
GeneticsVJ2013VJbbVJafbeWca 5.6 70

29 wenomeWwideJqssociationJStudiesJ2013VJicWaZZ 1

28 PituitaryJgigantismJtreatedJsuccessfullyJwithJtheJgrowthJhormoneJreceptorJantagonistVJ
pegvisomantXJInternalmMedicinemJournalVJ2013VJdcVJcdeWg 1.6 3

27 αetaWanalysisJofJgenomeWwideJstudiesJidentifiesJαuvbsJSNPsJassociatedJwithJboneJmineralJdensityJ
atJforearmXJJournalmofmMedicalmGeneticsVJ2013VJeZVJdgcWh 5.8 14

26 PrimaryJamenorrhoeaJwithJhypertensionjJundiagnosedJagW˛–WhydroxylaseJdeficiencyXJMedicalmJournalm
ofmAustraliaVJ2013VJaiiVJeefWh 4 7

25 QSinkJorJswimQjJanJevaluationJofJtheJclinicalJcharacteristicsJofJindividualsJwithJhighJboneJmassXJ
OsteoporosismInternationalVJ2012VJbcVJfdcWed 5.3 43

24 wenomeWwideJmetaWanalysisJidentifiesJefJboneJmineralJdensityJlociJandJrevealsJadJlociJassociatedJ
withJriskJofJfractureXJNaturemGeneticsVJ2012VJddVJdiaWeZa 36.3 866

23 αulticentricJcarpotarsalJosteolysisJisJcausedJbyJmutationsJclusteringJinJtheJaminoWterminalJ
transcriptionalJactivationJdomainJofJαqvrXJAmericanmJournalmofmHumanmGeneticsVJ2012VJiZVJdidWeZa 11 71

22 WNTafJinfluencesJboneJmineralJdensityVJcorticalJboneJthicknessVJboneJstrengthVJandJosteoporoticJ
fractureJriskXJPLoSmGeneticsVJ2012VJhVJeaZZbgde 6 192
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21 wenomeWwideJassociationJstudyJusingJextremeJtruncateJselectionJidentifiesJnovelJgenesJaffectingJ
boneJmineralJdensityJandJfractureJriskXJPLoSmGeneticsVJ2011VJgVJeaZZacgb 6 199

20 WholeWexomeJreWsequencingJinJaJfamilyJquartetJidentifiesJPOPaJmutationsJasJtheJcauseJofJaJnovelJ
skeletalJdysplasiaXJPLoSmGeneticsVJ2011VJgVJeaZZbZbg 6 57

19 sountingJtheJcostjJestimatingJtheJnumberJofJdeathsJamongJrecentlyJreleasedJprisonersJinJqustraliaXJ
MedicalmJournalmofmAustraliaVJ2011VJaieVJchc 4

18 wenomeWwideJassociationJstudyJofJankylosingJspondylitisJidentifiesJnonWαxsJsusceptibilityJlociXJ
NaturemGeneticsVJ2010VJdbVJabcWg 36.3 484

17 slinicalJreviewJbjJweneticJdeterminantsJofJboneJdensityJandJfractureJriskWWstateJofJtheJartJandJ
futureJdirectionsXJJournalmofmClinicalmEndocrinologymandmMetabolismVJ2010VJieVJbegfWhg 5.6 30

16 αappingJgenesJforJosteoporosisWWoldJdogsJandJnewJtricksXJBoneVJ2010VJdfVJabaiWbe 4.7 6

15 SecondaryJpreventionJofJosteoporosisJinJqustraliajJanalysisJofJgovernmentWdispensedJprescriptionJ
dataXJDrugsmandmAgingVJ2010VJbgVJbeeWfd 4.7 10

14 αarkedJincreaseJinJprotonJpumpJinhibitorsJuseJinJqustraliaXJPharmacoepidemiologymandmDrugmSafetyVJ
2010VJaiVJaZaiWbd 2.6 84

13 sommonJvariantsJinJtheJregionJaroundJOsterixJareJassociatedJwithJboneJmineralJdensityJandJ
growthJinJchildhoodXJHumanmMolecularmGeneticsVJ2009VJahVJaeaZWg 5.6 107

12 qssociationJofJuRqPaVJbutJnotJy–bcRVJwithJankylosingJspondylitisJinJaJxanJshineseJpopulationXJ
ArthritismandmRheumatismVJ2009VJfZVJcbfcWh 116

11 TheJroleJofJbeWhydroxyvitaminJtJdeficiencyJinJpromotingJinsulinJresistanceJandJinflammationJinJ
patientsJwithJchronicJkidneyJdiseasejJaJrandomisedJcontrolledJtrialXJBMCmNephrologyVJ2009VJaZVJda 2.7 22

10 weneticJstudiesJinJosteoporosisWWtheJendJofJtheJbeginningXJArthritismResearchmandmTherapyVJ2008VJaZVJbad 5.7 15

9 weneticJanalysesJinJaJsampleJofJindividualsJwithJhighJorJlowJrαtJshowsJassociationJwithJmultipleJ
WntJpathwayJgenesXJJournalmofmBonemandmMineralmResearchVJ2008VJbcVJdiiWeZf 6.3 127

8 PTxRaJpolymorphismsJinfluenceJrαtJvariationJthroughJeffectsJonJtheJgrowingJskeletonXJCalcifiedm
TissuemInternationalVJ2007VJhaVJbgZWh 3.9 17

7 αetaWanalysisJofJgenomeWwideJscansJprovidesJevidenceJforJsexWJandJsiteWspecificJregulationJofJboneJ
massXJJournalmofmBonemandmMineralmResearchVJ2007VJbbVJagcWahc 6.3 128

6 TowardsJgenomewideJassociationJstudiesJinJosteoporosisJâ��JlessonsJfromJearlyJscansXJBoneKEym
OsteovisionVJ2007VJdVJcfcWcff

5 srossWcalibrationJofJdualWenergyJXWrayJdensitometersJforJaJlargeVJmultiWcenterJgeneticJstudyJofJ
osteoporosisXJOsteoporosismInternationalVJ2006VJagVJabeWcb 5.3 24

4 –ociJforJregulationJofJboneJmineralJdensityJinJmenJandJwomenJidentifiedJbyJgenomeJwideJlinkageJ
scanjJtheJvqαOSJstudyXJHumanmMolecularmGeneticsVJ2005VJadVJidcWea 5.6 115

(2005-2011)
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3 ynfluenceJofJ–RPeJpolymorphismsJonJnormalJvariationJinJrαtXJJournalmofmBonemandmMineralmResearch
VJ2004VJaiVJafaiWbg 6.3 108

2 SiteJandJgenderJspecificityJofJinheritanceJofJboneJmineralJdensityXJJournalmofmBonemandmMineralm
ResearchVJ2003VJahVJaecaWh 6.3 81

1 OsteocyteJTranscriptomeJαappingJydentifiesJaJαolecularJ–andscapeJsontrollingJSkeletalJ
xomeostasisJandJSusceptibilityJtoJSkeletalJtisease 3
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