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i Paper IF Citations

201 WhatLzasLtheLUndiagnosedLviseasesLNetworkLTaughtLUsLsboutLtheLulinicalLspplicationsLofLyenomicL
TestingqZLAnnualeRevieweofeMedicineXL2022XLieXLgigYgjg 17.4 2

200 NitricLoxideLmodulatesLboneLanabolismLthroughLregulationLofLosteoblastLglycolysisLandL
differentiationZLJournaleofeClinicaleInvestigationXL2021XLcecXL 15.9 12

199 OsteogenesisLimperfectaLtoothLlevelLphenotypeLanalysislLurossYsectionalLstudyZLBoneXL2021XLcfiXLccgkci4.7 1

198 WidespreadLdisturbanceLinLextracellularLmatrixLcollagenLbiomarkerLresponsesLtoLteriparatideL
therapyLinLosteogenesisLimperfectaZLBoneXL2021XLcfdXLccgibe 4.7 1

197 TheLtranscriptionalLcofactorLJabcauopsgLisLcrucialLforLtMPYmediatedLmouseLchondrocyteL
differentiationLbyLrepressingLpgeLactivityZLJournaleofeCellularePhysiologyXL2021XLdehXLghjhYghki 7 1

196 TranscriptomeYdirectedLanalysisLforLMendelianLdiseaseLdiagnosisLovercomesLlimitationsLofL
conventionalLgenomicLtestingZLJournaleofeClinicaleInvestigationXL2021XLcecXL 15.9 28

195 zealthYrelatedLqualityLofLlifeLinLadultsLwithLosteogenesisLimperfectaZLClinicaleGeneticsXL2021XLkkXLiidYiik4 0

194 uOPtdLlossLofLfunctionLcausesLaLcoatopathyLwithLosteoporosisLandLdevelopmentalLdelayZLAmericane
JournaleofeHumaneGeneticsXL2021XLcbjXLcicbYcidf 11 2

193 TheLcrucialLpgeYdependentLoncogenicLroleLofLJstcLinLosteosarcomaLinLvivoZLOncogeneXL2020XLekXLfgjcYfgkc9.2 11

192 sLglobalLSlciaiLknockoutLmouseLmodelLdemonstratesLcharacteristicLphenotypesLofLhumanLlysinuricL
proteinLintoleranceZLHumaneMoleculareGeneticsXL2020XLdkXLdcicYdcjf 5.6 5

191 LossYLorLyainYofYxunctionLMutationsLinLsuOXcLuauseLsxonalLLossLviaLvifferentLMechanismsZLNeuronXL
2020XLcbhXLgjkYhbhZeh 13.9 32

190 xractureLzealingLinLuollagenYRelatedLPreclinicalLModelsLofLOsteogenesisLβmperfectaZLJournaleofe
BoneeandeMineraleResearchXL2020XLegXLccedYccfj 6.3 8

189 uhronicLliverLdiseaseLandLimpairedLhepaticLglycogenLmetabolismLinLargininosuccinateLlyaseL
deficiencyZLJCIeInsightXL2020XLgXL 9.9 4

188
TargetedLandLsustainedLSoxkLexpressionLinLmouseLhypertrophicLchondrocytesLcausesLsevereLandL
spontaneousLosteoarthritisLbyLperturbingLcartilageLhomeostasisZLAmericaneJournaleofeTranslationale
ResearchendiscontinuedoXL2020XLcdXLcbghYcbhk

3 2

187 SkeletalLdisordersL2020XLehkYeik

186 yeneticLturdenLuontributingLtoLwxtremelyLLowLorLzighLtoneLMineralLvensityLinLaLSeniorLMaleL
PopulationLxromLtheLOsteoporoticLxracturesLinLMenLStudyLTMrOSUZLJBMRePlusXL2020XLfXLecbeeg 3.9 1

185 PediatricLOutcomesLvataLuollectionLβnstrumentLisLaLUsefulLPatientYReportedLOutcomeLMeasureLforL
PhysicalLxunctionLinLuhildrenLwithLOsteogenesisLβmperfectaZLGeneticseineMedicineXL2020XLddXLgjcYgjk 8.1 4
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184 sssessmentLofLlongitudinalLboneLgrowthLinLosteogenesisLimperfectaLusingLmetacarpophalangealL
patternLprofilesZLBoneXL2020XLcfbXLccggfi 4.7 2

183
βmpairmentLofLcognitiveLfunctionLinLornithineLtranscarbamylaseLdeficiencyLisLglobalLratherLthanL
domainYspecificLandLisLassociatedLwithLdiseaseLonsetXLsexXLmaximumLammoniumXLandLnumberLofL
hyperammonemicLeventsZLJournaleofeInheritedeMetaboliceDiseaseXL2019XLfdXLdfeYdge

5.4 9

182 sLMulticenterLObservationalLuohortLStudyLtoLwvaluateLtheLwffectsLofLtisphosphonateLwxposureLonL
toneLMineralLvensityLandLOtherLzealthLOutcomesLinLOsteogenesisLβmperfectaZLJBMRePlusXL2019XLeXLecbccj3.9 7

181 TrpscLRegulatesLvevelopmentLofLuraniofacialLSkeletonLandLβsLRequiredLforLtheLβnitiationLofLPalatalL
ShelvesLxusionZLFrontierseinePhysiologyXL2019XLcbXLgce 4.6 0

180 βmpactLofLviagnosisLandLTherapyLonLuognitiveLxunctionLinLUreaLuycleLvisordersZLAnnalseofeNeurology
XL2019XLjhXLcchYcdj 9.4 20

179 MobilityLinLosteogenesisLimperfectalLaLmulticenterLNorthLsmericanLstudyZLGeneticseineMedicineXL
2019XLdcXLdeccYdecj 8.1 6

178 yrowthLcharacteristicsLinLindividualsLwithLosteogenesisLimperfectaLinLNorthLsmericalLresultsLfromLaL
multicenterLstudyZLGeneticseineMedicineXL2019XLdcXLdigYdje 8.1 15

177 uariesLprevalenceLandLexperienceLinLindividualsLwithLosteogenesisLimperfectalLsLcrossYsectionalL
multicenterLstudyZLSpecialeCareeineDentistryXL2019XLekXLdcfYdck 1.7 6

176
TransatlanticLcombinedLandLcomparativeLdataLanalysisLofLcbkgLpatientsLwithLureaLcycleLdisordersYsL
successfulLstrategyLforLclinicalLresearchLofLrareLdiseasesZLJournaleofeInheritedeMetaboliceDiseaseXL
2019XLfdXLkeYcbh

5.4 20

175 OsteogenesisLimperfectalLadvancementsLinLgeneticsLandLtreatmentZLCurrenteOpinioneinePediatricsXL
2019XLecXLibjYicg 3.2 25

174 OroYdentalLandLcranioYfacialLcharacteristicsLofLosteogenesisLimperfectaLtypeLVZLEuropeaneJournaleofe
MedicaleGeneticsXL2019XLhdXLcbehbh 2.6 3

173 slterationsLinLnonYtypeLβLcollagenLbiomarkersLinLosteogenesisLimperfectaZLBoneXL2019XLcdbXLibYif 4.7 5

172 sutosomalLrecessiveLNoonanLsyndromeLassociatedLwithLbiallelicLLZTRcLvariantsZLGeneticseine
MedicineXL2018XLdbXLccigYccjg 8.1 80

171 WholeYwxomeLSequencingLβdentifiesLanLβntronicLurypticLSpliceLSiteLinLuausingLOsteogenesisL
βmperfectaLTypeLVβZLJBMRePlusXL2018XLdXLdegYdek 3.9 2

170 TyxY˛†LxamilyLSignalingLinLMesenchymalLvifferentiationZLColdeSpringeHarborePerspectiveseineBiologyXL
2018XLcbXL 10.2 110

169 SerumLSclerostinLLevelsLinLsdultsLWithLOsteogenesisLβmperfectalLuomparisonLWithLNormalL
βndividualsLandLResponseLtoLTeriparatideLTherapyZLJournaleofeBoneeandeMineraleResearchXL2018XLeeXLebiYecg6.3 7

168 βRxdtPLLβsLsssociatedLwithLNeurologicalLPhenotypesZLAmericaneJournaleofeHumaneGeneticsXL2018XL
cbeXLdfgYdhb 11 39

167 OralLhealthYrelatedLqualityLofLlifeLinLchildrenLandLadolescentsLwithLosteogenesisLimperfectalL
crossYsectionalLstudyZLOrphaneteJournaleofeRareeDiseasesXL2018XLceXLcji 4.2 10

(2018-2020)
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166 zumanLxetalLandLNeonatalLtoneLvevelopmentL2018XLccgYcdd

165 OsteogenicLOsteosarcomaL2018XLihjYiif

164 sLmulticenterLstudyLtoLevaluateLpulmonaryLfunctionLinLosteogenesisLimperfectaZLClinicaleGeneticsXL
2018XLkfXLgbdYgcc 4 20

163 yeneticLcausesLandLmechanismsLofLOsteogenesisLβmperfectaZLBoneXL2017XLcbdXLfbYfk 4.7 58

162 dbchLuurtLSternLswardLsddresslLxromLRareLtoLuommonLviseaseslLTranslatingLyeneticLviscoveryLtoL
TherapyZLAmericaneJournaleofeHumaneGeneticsXL2017XLcbbXLekiYfbb 11

161 sLuhaperoneLuomplexLxormedLbyLzSPfiXLxKtPhgXLandLtiPLModulatesLTelopeptideLLysylL
zydroxylationLofLTypeLβLProcollagenZLJournaleofeBoneeandeMineraleResearchXL2017XLedXLcebkYceck 6.3 41

160
uorrelationsLtetweenLtoneLMechanicalLPropertiesLandLtoneLuompositionLParametersLinLMouseL
ModelsLofLvominantLandLRecessiveLOsteogenesisLβmperfectaLandLtheLResponseLtoLsntiYTyxY˛†L
TreatmentZLJournaleofeBoneeandeMineraleResearchXL2017XLedXLefiYegk

6.3 21

159 yeneralizedLmetabolicLboneLdiseaseLandLfractureLriskLinLRothmundYThomsonLsyndromeZLHumane
MoleculareGeneticsXL2017XLdhXLebfhYebgg 5.6 6

158 ScltcLdeficiencyLcausesLcysticLkidneyLbyLactivatingLwRKLandLSTsTeLsignalingZLHumaneMoleculare
GeneticsXL2017XLdhXLdkfkYdkhb 5.6 19

157 TherapeuticLsntibodyLTargetingLTumorYLandLOsteoblasticLNicheYverivedLJaggedcLSensitizesLtoneL
MetastasisLtoLuhemotherapyZLCancereCellXL2017XLedXLiecYifiZeh 24.3 97

156 ulinicallyLsevereLusuNscsLallelesLaffectLsynapticLfunctionLandLneurodegenerationLdifferentiallyZL
PLoSeGeneticsXL2017XLceXLecbbhkbg 6 42

155 PharmacologicalLandLbiologicalLtherapeuticLstrategiesLforLosteogenesisLimperfectaZLAmericane
JournaleofeMedicaleGeneticsseParteC:eSeminarseineMedicaleGeneticsXL2016XLcidXLehiYeje 3.1 35

154 ProteinLandLcalorieLintakesLinLadultLandLpediatricLsubjectsLwithLureaLcycleLdisordersLparticipatingLinL
clinicalLtrialsLofLglycerolLphenylbutyrateZLMoleculareGeneticseandeMetabolismeReportsXL2016XLhXLefYfb 1.8 10

153 SclerostinLsntibodyLTreatmentLβmprovesLtheLtoneLPhenotypeLofLurtapTYaYULMiceXLaLModelLofL
RecessiveLOsteogenesisLβmperfectaZLJournaleofeBoneeandeMineraleResearchXL2016XLecXLcbebYfb 6.3 50

152 tarriersLtoLdrugLadherenceLinLtheLtreatmentLofLureaLcycleLdisorderslLsssessmentLofLpatientXL
caregiverLandLproviderLperspectivesZLMoleculareGeneticseandeMetabolismeReportsXL2016XLjXLfeYi 1.8 17

151 UniqueLRolesLofLTLRkYLandLMyvjjYvependentLandLYβndependentLPathwaysLinLsdaptiveLβmmuneL
ResponsesLtoLssVYMediatedLyeneLTransferZLJournaleofeInnateeImmunityXL2015XLiXLebdYcf 6.9 38

150 LosartanLincreasesLboneLmassLandLacceleratesLchondrocyteLhypertrophyLinLdevelopingLskeletonZL
MoleculareGeneticseandeMetabolismXL2015XLccgXLgeYhb 3.7 14

149 RwuQLfLRegulatesLpgeLxunctionLβnLVivoLvuringLSkeletogenesisZLJournaleofeBoneeandeMinerale
ResearchXL2015XLebXLcbiiYjk 6.3 23
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148 xtNcLcontributingLtoLfamilialLcongenitalLdiaphragmaticLherniaZLAmericaneJournaleofeMedicale
GeneticsseParteAXL2015XLchisXLjecYh 2.5 19

147 zumanLrecombinantLarginaseLenzymeLreducesLplasmaLarginineLinLmouseLmodelsLofLarginaseL
deficiencyZLHumaneMoleculareGeneticsXL2015XLdfXLhfciYdi 5.6 28

146 tloodLammoniaLandLglutamineLasLpredictorsLofLhyperammonemicLcrisesLinLpatientsLwithLureaLcycleL
disorderZLGeneticseineMedicineXL2015XLciXLghcYj 8.1 23

145 sLtransgenicLmouseLmodelLofLOβLtypeLVLsupportsLaLneomorphicLmechanismLofLtheLβxβTMgLmutationZL
JournaleofeBoneeandeMineraleResearchXL2015XLebXLfjkYkj 6.3 21

144 TheLosteogenicLnicheLpromotesLearlyYstageLboneLcolonizationLofLdisseminatedLbreastLcancerLcellsZL
CancereCellXL2015XLdiXLckeYdcb 24.3 235

143 uonnectiveLtissueLalterationsLinLxkbpcbYaYLmiceZLHumaneMoleculareGeneticsXL2014XLdeXLfjddYec 5.6 39

142 wxcessiveLtransformingLgrowthLfactorY˛†LsignalingLisLaLcommonLmechanismLinLosteogenesisL
imperfectaZLNatureeMedicineXL2014XLdbXLhibYg 50.5 172

141 MiceLexpressingLmutantLTrpvfLrecapitulateLtheLhumanLTRPVfLdisordersZLJournaleofeBoneeande
MineraleResearchXL2014XLdkXLcjcgYcjdd 6.3 15

140 ylycerolLphenylbutyrateLtreatmentLinLchildrenLwithLureaLcycleLdisorderslLpooledLanalysisLofLshortL
andLlongYtermLammoniaLcontrolLandLoutcomesZLMoleculareGeneticseandeMetabolismXL2014XLccdXLciYdf 3.7 32

139 uombinatorialLtreatmentLwithLoncolyticLadenovirusLandLhelperYdependentLadenovirusLaugmentsL
adenoviralLcancerLgeneLtherapyZLMoleculareTherapyeteOncolyticsXL2014XLcXLcfbbj 6.4 17

138 vualLroleLofLtheLTrpscLtranscriptionLfactorLinLdentinLmineralizationZLJournaleofeBiologicaleChemistryXL
2014XLdjkXLdifjcYke 5.4 17

137 RecessiveLOsteogenesisLβmperfectaLvueLtoLMutationsLinLuRTsPXLLwPRwcLandLPPβtL2014XLcfcYcgb

136 wvaluationLofLteriparatideLtreatmentLinLadultsLwithLosteogenesisLimperfectaZLJournaleofeClinicale
InvestigationXL2014XLcdfXLfkcYj 15.9 107

135 OsteogenicLOsteosarcomaL2013XLibdYicb 4

134 zumanLxetalLandLNeonatalLtoneLvevelopmentL2013XLcckYcdh 2

133 smmoniaLcontrolLinLchildrenLagesLdLmonthsLthroughLgLyearsLwithLureaLcycleLdisorderslLcomparisonL
ofLsodiumLphenylbutyrateLandLglycerolLphenylbutyrateZLJournaleofePediatricsXL2013XLchdXLcddjYefXLcdefZec3.6 32

132 ProspectsLofLyeneLTherapyL2013XLceeYcgb 0

131 smmoniaLcontrolLandLneurocognitiveLoutcomeLamongLureaLcycleLdisorderLpatientsLtreatedLwithL
glycerolLphenylbutyrateZLHepatologyXL2013XLgiXLdcicYk 11.2 61

(2013-2015)
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130 vifferentialLtypeLβLinterferonYdependentLtransgeneLsilencingLofLhelperYdependentLadenoviralLvsZL
adenoYassociatedLviralLvectorsLinLvivoZLMoleculareTherapyXL2013XLdcXLikhYjbg 11.7 36

129 PhenylbutyrateLtherapyLforLpyruvateLdehydrogenaseLcomplexLdeficiencyLandLlacticLacidosisZLSciencee
TranslationaleMedicineXL2013XLgXLcigraec 17.5 46

128 veficiencyLofLxRsScYrelatedLextracellularLmatrixLcLTxRwMcULcausesLcongenitalLdiaphragmaticLherniaL
inLhumansLandLmiceZLHumaneMoleculareGeneticsXL2013XLddXLcbdhYej 5.6 32

127 NotchLgainLofLfunctionLinhibitsLchondrocyteLdifferentiationLviaLRbpjYdependentLsuppressionLofL
SoxkZLJournaleofeBoneeandeMineraleResearchXL2013XLdjXLhfkYgk 6.3 47

126
wYselectinLligandLcLregulatesLboneLremodelingLbyLlimitingLbioactiveLTyxY˛†LinLtheLboneL
microenvironmentZLProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitedeStateseofeAmericaXL
2013XLccbXLieehYfc

11.5 24

125 uoordinatedLandLuniqueLfunctionsLofLtheLwYselectinLligandLwSLYcLduringLinflammatoryLandL
hematopoieticLrecruitmentLinLmiceZLBloodXL2013XLcddXLekkeYfbbc 2.2 26

124 snLallelicLseriesLofLmiceLrevealsLaLroleLforLRwRwLinLtheLdevelopmentLofLmultipleLorgansLaffectedLinL
chromosomeLcpehLdeletionsZLPLoSeONEXL2013XLjXLegifhb 3.7 25

123 OptimizingLtherapyLforLargininosuccinicLaciduriaZLMoleculareGeneticseandeMetabolismXL2012XLcbiXLcbYf 3.7 8

122
sLrandomizedLcontrolledLtrialLtoLevaluateLtheLeffectsLofLhighYdoseLversusLlowYdoseLofLarginineL
therapyLonLhepaticLfunctionLtestsLinLargininosuccinicLaciduriaZLMoleculareGeneticseandeMetabolismXL
2012XLcbiXLecgYdc

3.7 28

121 uytokineYconditionedLdendriticLcellsLinduceLhumoralLtoleranceLtoLproteinLtherapyLinLmiceZLHumane
GeneeTherapyXL2012XLdeXLihkYjb 4.8 8

120 TranscriptionalLrepressionLofLtheLvsppLgeneLleadsLtoLdentinogenesisLimperfectaLphenotypeLinL
uolcacYTrpscLtransgenicLmiceZLJournaleofeBoneeandeMineraleResearchXL2012XLdiXLciegYfg 6.3 13

119 NitricYoxideLsupplementationLforLtreatmentLofLlongYtermLcomplicationsLinLargininosuccinicLaciduriaZL
AmericaneJournaleofeHumaneGeneticsXL2012XLkbXLjehYfh 11 56

118 srgininosuccinateLlyaseLdeficiencyZLGeneticseineMedicineXL2012XLcfXLgbcYi 8.1 59

117 MouseLmodelLrevealsLtheLroleLofLSOXiLinLtheLdevelopmentLofLcongenitalLdiaphragmaticLherniaL
associatedLwithLrecurrentLdeletionsLofLjpdeZcZLHumaneMoleculareGeneticsXL2012XLdcXLfccgYdg 5.6 63

116 uapsidYmodifiedLadenoviralLvectorsLforLimprovedLmuscleYdirectedLgeneLtherapyZLHumaneGenee
TherapyXL2012XLdeXLcbhgYib 4.8 21

115 ResponseLtoLSrilathaLetLalZZLGeneticseineMedicineXL2012XLcfXLhdjYhdj 8.1

114 βnteractionLofLTyx˛†LandLtMPLsignalingLpathwaysLduringLchondrogenesisZLPLoSeONEXL2011XLhXLechfdc 3.7 97

113 TheLgenomeLofLselfYcomplementaryLadenoYassociatedLviralLvectorsLincreasesLTollYlikeLreceptorL
kYdependentLinnateLimmuneLresponsesLinLtheLliverZLBloodXL2011XLcciXLhfgkYhj 2.2 148
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112 TheLphenotypeLofLrecurrentLcbqddqdeLdeletionsLandLduplicationsZLEuropeaneJournaleofeHumane
GeneticsXL2011XLckXLfbbYj 5.3 52

111 OneLNOTuzLxurtherlLJaggedLcLinLtoneLMetastasisZLCancereCellXL2011XLckXLcgkYhc 24.3 12

110 βnsightsLintoLtheLpathogenesisLandLtreatmentLofLcancerLfromLinbornLerrorsLofLmetabolismZLAmericane
JournaleofeHumaneGeneticsXL2011XLjjXLfbdYdc 11 44

109 srgininosuccinateLlyaseLdeficiencyYargininosuccinicLaciduriaLandLbeyondZLAmericaneJournaleofe
MedicaleGeneticsseParteC:eSeminarseineMedicaleGeneticsXL2011XLcgiuXLfgYge 3.1 60

108 MutationsLinLxKtPcbLcauseLrecessiveLosteogenesisLimperfectaLandLtruckLsyndromeZLJournaleofe
BoneeandeMineraleResearchXL2011XLdhXLhhhYid 6.3 123

107 MutationsLinLSwRPβNxcLcauseLosteogenesisLimperfectaLtypeLVβZLJournaleofeBoneeandeMinerale
ResearchXL2011XLdhXLdikjYjbe 6.3 141

106 RunxdLcontributesLtoLmurineLuolcbacLgeneLregulationLthroughLdirectLinteractionLwithLitsL
cisYenhancerZLJournaleofeBoneeandeMineraleResearchXL2011XLdhXLdjkkYkcb 6.3 50

105 NOvdLsignalingLcontributesLtoLtheLinnateLimmuneLresponseLagainstLhelperYdependentLadenovirusL
vectorsLindependentlyLofLMyvjjLinLvivoZLHumaneGeneeTherapyXL2011XLddXLcbicYjd 4.8 18

104
NeonatalLhelperYdependentLadenoviralLvectorLgeneLtherapyLmediatesLcorrectionLofLhemophiliaLsL
andLtoleranceLtoLhumanLfactorLVβββZLProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitede
StateseofeAmericaXL2011XLcbjXLdbjdYi

11.5 44

103 PhenylbutyrateLtherapyLforLmapleLsyrupLurineLdiseaseZLHumaneMoleculareGeneticsXL2011XLdbXLhecYfb 5.6 58

102
PhenylbutyrateLimprovesLnitrogenLdisposalLviaLanLalternativeLpathwayLwithoutLelicitingLanLincreaseL
inLproteinLbreakdownLandLcatabolismLinLcontrolLandLornithineLtranscarbamylaseYdeficientLpatientsZL
AmericaneJournaleofeClinicaleNutritionXL2011XLkeXLcdfjYgf

7 8

101 RequirementLofLargininosuccinateLlyaseLforLsystemicLnitricLoxideLproductionZLNatureeMedicineXL2011XL
ciXLchckYdh 50.5 161

100 wnteralLarginaseLββLprovidesLornithineLforLcitrullineLsynthesisZLAmericaneJournaleofePhysiologyete
EndocrinologyeandeMetabolismXL2011XLebbXLwcjjYkf 6 14

99 slterationLofLNotchLsignalingLinLskeletalLdevelopmentLandLdiseaseZLAnnalseofetheeNeweYorkeAcademye
ofeSciencesXL2010XLcckdXLdgiYhj 6.5 49

98 MyvjjYdependentLsilencingLofLtransgeneLexpressionLduringLtheLinnateLandLadaptiveLimmuneL
responseLtoLhelperYdependentLadenovirusZLHumaneGeneeTherapyXL2010XLdcXLedgYeh 4.8 26

97 PlasmaLarginineLandLornithineLareLtheLmainLcitrullineLprecursorsLinLmiceLinfusedLwithLarginineYfreeL
dietsZLJournaleofeNutritionXL2010XLcfbXLcfedYi 4.1 13

96 ylutaminelLprecursorLorLnitrogenLdonorLforLcitrullineLsynthesisqZLAmericaneJournaleofePhysiologyete
EndocrinologyeandeMetabolismXL2010XLdkkXLwhkYik 6 44

95 NOTuzingLtheLbonelLinsightsLintoLmultiYfunctionalityZLBoneXL2010XLfhXLdifYjb 4.7 65

(2010-2011)
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94 wstablishingLaLconsortiumLforLtheLstudyLofLrareLdiseaseslLTheLUreaLuycleLvisordersLuonsortiumZL
MoleculareGeneticseandeMetabolismXL2010XLcbbLSupplLcXLSkiYcbg 3.7 60

93
PhaseLdLcomparisonLofLaLnovelLammoniaLscavengingLagentLwithLsodiumLphenylbutyrateLinLpatientsL
withLureaLcycleLdisorderslLsafetyXLpharmacokineticsLandLammoniaLcontrolZLMoleculareGeneticseande
MetabolismXL2010XLcbbXLddcYj

3.7 67

92 SignalingLpathwaysLinLhumanLskeletalLdysplasiasZLAnnualeRevieweofeGenomicseandeHumaneGeneticsXL
2010XLccXLcjkYdci 9.7 49

91 LargeYscaleLproductionLofLhighYqualityLhelperYdependentLadenoviralLvectorsLusingLadherentLcellsLinL
cellLfactoriesZLHumaneGeneeTherapyXL2010XLdcXLcdbYh 4.8 33

90 MutationsLinLtheLgeneLencodingLtheLRwRLproteinLxKtPhgLcauseLautosomalYrecessiveLosteogenesisL
imperfectaZLAmericaneJournaleofeHumaneGeneticsXL2010XLjhXLggcYk 11 238

89 MutationsLinLtheLyeneLwncodingLtheLRwRLProteinLxKtPhgLuauseLsutosomalYRecessiveLOsteogenesisL
βmperfectaZLAmericaneJournaleofeHumaneGeneticsXL2010XLjiXLgidYgie 11 13

88 OsteosclerosisLowingLtoLNotchLgainLofLfunctionLisLsolelyLRbpjYdependentZLJournaleofeBoneeande
MineraleResearchXL2010XLdgXLdcigYje 6.3 54

87 wYselectinLligandYcLregulatesLgrowthLplateLhomeostasisLinLmiceLbyLinhibitingLtheLintracellularL
processingLandLsecretionLofLmatureLTyxYbetaZLJournaleofeClinicaleInvestigationXL2010XLcdbXLdfifYjg 15.9 21

86 yeneralizedLconnectiveLtissueLdiseaseLinLurtapYaYLmouseZLPLoSeONEXL2010XLgXLecbghb 3.7 45

85
aPdYureYmediatedLinactivationLofLacetylYuosLcarboxylaseLcLcausesLgrowthLretardationLandLreducedL
lipidLaccumulationLinLadiposeLtissuesZLProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitede
StateseofeAmericaXL2009XLcbhXLcigihYjc

11.5 41

84 ShortYtermLcorrectionLofLarginaseLdeficiencyLinLaLneonatalLmurineLmodelLwithLaLhelperYdependentL
adenoviralLvectorZLMoleculareTherapyXL2009XLciXLccggYhe 11.7 27

83 NotchLsignalingLcontributesLtoLtheLpathogenesisLofLhumanLosteosarcomasZLHumaneMoleculare
GeneticsXL2009XLcjXLcfhfYib 5.6 140

82 LocalizationLofLtheLcisYenhancerLelementLforLmouseLtypeLXLcollagenLexpressionLinLhypertrophicL
chondrocytesLinLvivoZLJournaleofeBoneeandeMineraleResearchXL2009XLdfXLcbddYed 6.3 21

81
zighYfrequencyLdetectionLofLdeletionsLandLvariableLrearrangementsLatLtheLornithineL
transcarbamylaseLTOTuULlocusLbyLoligonucleotideLarrayLuyzZLMoleculareGeneticseandeMetabolismXL
2009XLkhXLkiYcbg

3.7 42

80 SystemicLhypertensionLinLtwoLpatientsLwithLsSLLdeficiencylLaLresultLofLnitricLoxideLdeficiencyqZL
MoleculareGeneticseandeMetabolismXL2009XLkjXLckgYi 3.7 33

79 NailYPatellaLSyndromeL2009XLgfgYggi 1

78 RecurrentLreciprocalLcqdcZcLdeletionsLandLduplicationsLassociatedLwithLmicrocephalyLorL
macrocephalyLandLdevelopmentalLandLbehavioralLabnormalitiesZLNatureeGeneticsXL2008XLfbXLcfhhYic 36.3 457

77 vimorphicLeffectsLofLNotchLsignalingLinLboneLhomeostasisZLNatureeMedicineXL2008XLcfXLdkkYebg 50.5 322
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76
viagnosisXLsymptomsXLfrequencyLandLmortalityLofLdhbLpatientsLwithLureaLcycleLdisordersLfromLaL
dcYyearXLmulticentreLstudyLofLacuteLhyperammonaemicLepisodesZLActaePaediatricaseInternationale
JournaleofePaediatricsXL2008XLkiXLcfdbYg

3.1 153

75 urossYsectionalLmulticenterLstudyLofLpatientsLwithLureaLcycleLdisordersLinLtheLUnitedLStatesZL
MoleculareGeneticseandeMetabolismXL2008XLkfXLekiYfbd 3.7 159

74 UncouplingLofLchondrocyteLdifferentiationLandLperichondrialLmineralizationLunderliesLtheLskeletalL
dysplasiaLinLtrichoYrhinoYphalangealLsyndromeZLHumaneMoleculareGeneticsXL2008XLciXLddffYgf 5.6 73

73 SuppressionLofLneuropilLaggregatesLandLneurologicalLsymptomsLbyLanLintracellularLantibodyL
implicatesLtheLcytoplasmicLtoxicityLofLmutantLhuntingtinZLJournaleofeCelleBiologyXL2008XLcjcXLjbeYch 7.3 97

72 PhenotypicLcorrectionLofLornithineLtranscarbamylaseLdeficiencyLusingLlowLdoseLhelperYdependentL
adenoviralLvectorsZLJournaleofeGeneeMedicineXL2008XLcbXLjkbYh 3.5 19

71 uRTsPLandLLwPRwcLmutationsLinLrecessiveLosteogenesisLimperfectaZLHumaneMutationXL2008XLdkXLcfegYfd4.7 172

70 trachyYsyndactylyLcausedLbyLlossLofLSfrpdLfunctionZLJournaleofeCellularePhysiologyXL2008XLdciXLcdiYei 7 50

69 veLnovoLthreeYwayLchromosomeLtranslocationLfhXXYXtTfmhmdcUTpchmpdcZcmqdcULinLaLmaleLwithL
cleidocranialLdysplasiaZLAmericaneJournaleofeMedicaleGeneticsseParteAXL2008XLcfhsXLfgeYj 2.5 11

68 βnteractionLbetweenLmurineLspfYashLmutationLandLgeneticLbackgroundLyieldsLdifferentLmetabolicL
phenotypesZLAmericaneJournaleofePhysiologyeteEndocrinologyeandeMetabolismXL2007XLdkeXLwcihfYic 6 11

67
OvotestesLandLXYLsexLreversalLinLaLfemaleLwithLanLinterstitialLkqeeZeYqefZcLdeletionLencompassingL
NRgscLandLLMXctLcausingLfeaturesLofLyenitopatellarLsyndromeZLAmericaneJournaleofeMedicale
GeneticsseParteAXL2007XLcfesXLcbicYjc

2.5 36

66 βmmuneLresponseLtoLhelperLdependentLadenoviralLmediatedLliverLgeneLtherapylLchallengesLandL
prospectsZLCurrenteGeneeTherapyXL2007XLiXLdkiYebg 4.3 55

65 TollYlikeLreceptorLkLtriggersLanLinnateLimmuneLresponseLtoLhelperYdependentLadenoviralLvectorsZL
MoleculareTherapyXL2007XLcgXLeijYjg 11.7 125

64 uorrectionLofLmurineLhemophiliaLsLandLimmunologicalLdifferencesLofLfactorLVβββLvariantsLdeliveredL
byLhelperYdependentLadenoviralLvectorsZLMoleculareTherapyXL2007XLcgXLdbjbYi 11.7 41

63 vendriticLcellLfunctionLafterLgeneLtransferLwithLadenovirusYcalciumLphosphateLcoYprecipitatesZL
MoleculareTherapyXL2007XLcgXLejhYkd 11.7 19

62 yenomeYwideLoligonucleotideYbasedLarrayLcomparativeLgenomeLhybridizationLanalysisLofL
nonYisolatedLcongenitalLdiaphragmaticLherniaZLHumaneMoleculareGeneticsXL2007XLchXLfdfYeb 5.6 71

61 RMRPLmutationsLinLcartilageYhairLhypoplasiaZLAmericaneJournaleofeMedicaleGeneticsseParteAXL2006XL
cfbXLdcdcYeb 2.5 46

60 ulinicalXLbiochemicalXLandLmolecularLspectrumLofLhyperargininemiaLdueLtoLarginaseLβLdeficiencyZL
AmericaneJournaleofeMedicaleGeneticsseParteC:eSeminarseineMedicaleGeneticsXL2006XLcfduXLcceYdb 3.1 77

59 veficiencyLofLcartilageYassociatedLproteinLinLrecessiveLlethalLosteogenesisLimperfectaZLNeweEnglande
JournaleofeMedicineXL2006XLeggXLdigiYhf 59.2 255

(2006-2008)
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58 vominanceLofLSOXkLfunctionLoverLRUNXdLduringLskeletogenesisZLProceedingseofetheeNationale
AcademyeofeScienceseofetheeUnitedeStateseofeAmericaXL2006XLcbeXLckbbfYk 11.5 266

57 uRTsPLisLrequiredLforLprolylLeYLhydroxylationLandLmutationsLcauseLrecessiveLosteogenesisL
imperfectaZLCellXL2006XLcdiXLdkcYebf 56.2 394

56 ReducedLornithineLtranscarbamylaseLactivityLdoesLnotLimpairLureagenesisLinLOtcTspfYashULmiceZL
JournaleofeNutritionXL2006XLcehXLcbciYdb 4.1 10

55 βnLvivoLureaLkineticLstudiesLinLconsciousLmiceZLJournaleofeNutritionXL2006XLcehXLdbdYh 4.1 12

54 OrnithineLrestoresLureagenesisLcapacityLandLmitigatesLhyperammonemiaLinLOtcTspfYashULmiceZL
JournaleofeNutritionXL2006XLcehXLcjefYj 4.1 11

53 βnbornLerrorsLofLmetabolismlLtheLfluxLfromLMendelianLtoLcomplexLdiseasesZLNatureeReviewseGenetics
XL2006XLiXLffkYhb 30.1 87

52
uharacterizationLofLaLnewLsyndromeLthatLassociatesLcraniosynostosisXLdelayedLfontanelLclosureXL
parietalLforaminaXLimperforateLanusXLandLskinLeruptionlLuvsySZLAmericaneJournaleofeHumaneGenetics
XL2005XLiiXLchcYj

11 16

51 vysregulationLofLchondrogenesisLinLhumanLcleidocranialLdysplasiaZLAmericaneJournaleofeHumane
GeneticsXL2005XLiiXLebgYcd 11 40

50 uonsiderationsLinLtheLdifficultYtoYmanageLureaLcycleLdisorderLpatientZLCriticaleCareeClinicsXL2005XLdcXLSckYdg4.5 11

49 yeneticLcounselingLissuesLinLureaLcycleLdisordersZLCriticaleCareeClinicsXL2005XLdcXLSeiYff 4.5 16

48 NutritionalLmanagementLofLureaLcycleLdisordersZLCriticaleCareeClinicsXL2005XLdcXLSdiYeg 4.5 34

47 UnmaskedLadultYonsetLureaLcycleLdisordersLinLtheLcriticalLcareLsettingZLCriticaleCareeClinicsXL2005XLdcXLScYj4.5 96

46 wxpressionLprofilingLofLhumanLfetalLgrowthLplateLcartilageLbyLwSTLsequencingZLMatrixeBiologyXL2005XL
dfXLgebYj 11.4 11

45 ToxicityLandLadaptiveLimmuneLresponseLtoLintracellularLtransgenesLdeliveredLbyLhelperYdependentL
vsZLfirstLgenerationLadenoviralLvectorsZLMoleculareGeneticseandeMetabolismXL2005XLjfXLdijYjj 3.7 23

44 MutationsLandLpromoterLSNPsLinLRUNXdXLaLtranscriptionalLregulatorLofLboneLformationZLMoleculare
GeneticseandeMetabolismXL2005XLjhXLdgiYhj 3.7 44

43 yeneLtherapyLforLinbornLerrorsLofLliverLmetabolismZLMoleculareGeneticseandeMetabolismXL2005XLjhXLceYdf 3.7 15

42 UreaLcycleLdisorderslLclinicalLpresentationLoutsideLtheLnewbornLperiodZLCriticaleCareeClinicsXL2005XL
dcXLSkYci 4.5 61

41 uonsequencesLofLmutationsLinLtheLnonYcodingLRMRPLRNsLinLcartilageYhairLhypoplasiaZLHumane
MoleculareGeneticsXL2005XLcfXLeideYfb 5.6 84
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40
LifelongLeliminationLofLhyperbilirubinemiaLinLtheLyunnLratLwithLaLsingleLinjectionLofL
helperYdependentLadenoviralLvectorZLProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitede
StateseofeAmericaXL2005XLcbdXLekebYg

11.5 118

39 ulinicalLconsequencesLofLureaLcycleLenzymeLdeficienciesLandLpotentialLlinksLtoLarginineLandLnitricL
oxideLmetabolismZLJournaleofeNutritionXL2004XLcefXLdiigSYdijdSmLdiscussionLdikhSYdikiS 4.1 65

38
vevelopmentalLoutcomesLwithLearlyLorthotopicLliverLtransplantationLforLinfantsLwithL
neonatalYonsetLureaLcycleLdefectsLandLaLfemaleLpatientLwithLlateYonsetLornithineLtranscarbamylaseL
deficiencyZLPediatricsXL2004XLccfXLegdeYh

7.4 55

37 LongYtermLcorrectionLofLornithineLtranscarbamylaseLdeficiencyLbyLWPRwYmediatedLoverexpressionL
usingLaLhelperYdependentLadenovirusZLMoleculareTherapyXL2004XLcbXLfkdYk 11.7 52

36 LmxcbLexpressionLduringLjointLandLtendonLformationlLlocalizationLandLevaluationLofLpotentialL
downstreamLtargetsZLGeneeExpressionePatternsXL2004XLfXLekiYfbg 1.5 23

35 zelperYdependentLadenoviralLvectorYmediatedLlongYtermLexpressionLofLhumanLapolipoproteinLsYβL
reducesLatherosclerosisLinLapoLwYdeficientLmiceZLGeneXL2004XLediXLcgeYhb 3.8 43

34 wffectLofLalternativeLpathwayLtherapyLonLbranchedLchainLaminoLacidLmetabolismLinLureaLcycleL
disorderLpatientsZLMoleculareGeneticseandeMetabolismXL2004XLjcLSupplLcXLSikYjg 3.7 83

33 TypeLXLcollagenLgeneLregulationLbyLRunxdLcontributesLdirectlyLtoLitsLhypertrophicL
chondrocyteYspecificLexpressionLinLvivoZLJournaleofeCelleBiologyXL2003XLchdXLjeeYfd 7.3 249

32 ReducedLinflammationLandLimprovedLairwayLexpressionLusingLhelperYdependentLadenoviralLvectorsL
withLaLKcjLpromoterZLMoleculareTherapyXL2003XLiXLhfkYgj 11.7 69

31 vifferentialLutilizationLofLsystemicLandLenteralLammoniaLforLureaLsynthesisLinLcontrolLsubjectsLandL
ornithineLtranscarbamylaseLdeficiencyLcarriersZLAmericaneJournaleofeClinicaleNutritionXL2003XLijXLifkYgg 7 6

30 UreaLuycleLvisordersZLCurrenteTreatmenteOptionseineNeurologyXL2003XLgXLebkYeck 4.4 23

29 uraneYzeiseLsyndromelLaLsecondLfamilialLcaseLreportLwithLelaborationLofLphenotypeZLAmericane
JournaleofeMedicaleGeneticseParteAXL2003XLccjsXLddeYj 4

28 veterminantsLofLvascularLpermeabilityLinLtheLkidneyLglomerulusZLJournaleofeBiologicaleChemistryXL
2002XLdiiXLeccgfYhd 5.4 92

27 yenerationLofLhelperYdependentLadenoviralLvectorsLbyLhomologousLrecombinationZLMoleculare
TherapyXL2002XLgXLdbfYcb 11.7 46

26 snLintegratedLapproachLtoLtheLdiagnosisLandLprospectiveLmanagementLofLpartialLornithineL
transcarbamylaseLdeficiencyZLPediatricsXL2002XLcbkXLcgbYd 7.4 34

25 βnsightLintoLpodocyteLdifferentiationLfromLtheLstudyLofLhumanLgeneticLdiseaselLnailYpatellaL
syndromeLandLtranscriptionalLregulationLinLpodocytesZLPediatriceResearchXL2002XLgcXLggcYj 3.2 25

24 UreaYcycleLdisordersLasLaLparadigmLforLinbornLerrorsLofLhepatocyteLmetabolismZLTrendseineMoleculare
MedicineXL2002XLjXLgjeYk 11.5 25

23 TranscriptionalLinductionLofLslitLdiaphragmLgenesLbyLLmxcbLisLrequiredLinLpodocyteLdifferentiationZL
JournaleofeClinicaleInvestigationXL2002XLcbkXLcbhgYcbid 15.9 113

(2002-2005)

11



22 TranscriptionalLinductionLofLslitLdiaphragmLgenesLbyLLmxcbLisLrequiredLinLpodocyteLdifferentiationZL
JournaleofeClinicaleInvestigationXL2002XLcbkXLcbhgYid 15.9 50

21 sLnaturalLhistoryLofLcleidocranialLdysplasiaZLAmericaneJournaleofeMedicaleGeneticseParteAXL2001XLcbfXLcYh 147

20 TranscriptionalLdysregulationLinLskeletalLmalformationLsyndromesZLAmericaneJournaleofeMedicale
GeneticseParteAXL2001XLcbhXLdgjYdic 18

19 RegulationLofLglomerularLbasementLmembraneLcollagenLexpressionLbyLLMXctLcontributesLtoLrenalL
diseaseLinLnailLpatellaLsyndromeZLNatureeGeneticsXL2001XLdiXLdbgYj 36.3 172

18
LongYtermLstableLcorrectionLofLlowYdensityLlipoproteinLreceptorYdeficientLmiceLwithLaL
helperYdependentLadenoviralLvectorLexpressingLtheLveryLlowYdensityLlipoproteinLreceptorZL
CirculationXL2001XLcbeXLcdifYjc

16.7 126

17 LongYtermLcorrectionLofLureaLcycleLdisordersZLJournaleofePediatricsXL2001XLcejXLShdYic 3.6 54

16 TheLlongLandLtheLshortLofLitlLdevelopmentalLgeneticsLofLtheLskeletalLdysplasiasZLClinicaleGeneticsXL
1999XLgiXLgbYgk 4

15 UseLofLaLliverYspecificLpromoterLreducesLimmuneLresponseLtoLtheLtransgeneLinLadenoviralLvectorsZL
HumaneGeneeTherapyXL1999XLcbXLciieYjc 4.8 160

14 βsolationXLcharacterizationXLandLmappingLofLaLzincLfingerLgeneXLZxPkgXLcontainingLbothLaLSusNLboxL
andLanLalternativelyLsplicedLKRstLsLdomainZLGenomicsXL1999XLhdXLcckYdd 4.3 18

13 MutationsLinLLMXctLcauseLabnormalLskeletalLpatterningLandLrenalLdysplasiaLinLnailLpatellaL
syndromeZLNatureeGeneticsXL1998XLckXLfiYgb 36.3 419

12 LimbLandLkidneyLdefectsLinLLmxcbLmutantLmiceLsuggestLanLinvolvementLofLLMXctLinLhumanLnailL
patellaLsyndromeZLNatureeGeneticsXL1998XLckXLgcYg 36.3 441

11 uloningXLcharacterizationXLandLchromosomalLassignmentLofLtheLhumanLorthologLofLmurineLZfpYeiXLaL
candidateLgeneLforLNagerLsyndromeZLMammalianeGenomeXL1998XLkXLfgjYhd 3.2 27

10 MutationLanalysisLofLLMXctLgeneLinLnailYpatellaLsyndromeLpatientsZLAmericaneJournaleofeHumane
GeneticsXL1998XLheXLchgcYj 11 142

9 TheLlongLandLtheLshortLofLitlLdevelopmentalLgeneticsLofLtheLskeletalLdysplasiasZLClinicaleGeneticsXL
1998XLgfXLfhfYie 4 20

8 ToxicologicalLcomparisonLofLwdaYdeletedLandLfirstYgenerationLadenoviralLvectorsLexpressingL
alphacYantitrypsinLafterLsystemicLdeliveryZLHumaneGeneeTherapyXL1998XLkXLcgjiYkj 4.8 108

7 MissenseLmutationsLabolishingLvNsLbindingLofLtheLosteoblastYspecificLtranscriptionLfactorL
OSxdautxscLinLcleidocranialLdysplasiaZLNatureeGeneticsXL1997XLchXLebiYcb 36.3 490

6 uloningLofLtheLputativeLtumourLsuppressorLgeneLforLhereditaryLmultipleLexostosesLTwXTcUZLNaturee
GeneticsXL1995XLccXLceiYfe 36.3 361

5 TheLfibrillinYMarfanLsyndromeLconnectionZLBioEssaysXL1993XLcgXLgjkYkf 4.1 43
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4
yeneticLlinkageLofLtheLMarfanLsyndromeXLectopiaLlentisXLandLcongenitalLcontracturalLarachnodactylyL
toLtheLfibrillinLgenesLonLchromosomesLcgLandLgZLTheLβnternationalLMarfanLSyndromeLuollaborativeL
StudyZLNeweEnglandeJournaleofeMedicineXL1992XLedhXLkbgYk

59.2 232

3 LinkageLofLMarfanLsyndromeLandLaLphenotypicallyLrelatedLdisorderLtoLtwoLdifferentLfibrillinLgenesZL
NatureXL1991XLegdXLeebYf 50.4 605

2 uOPtdhaploinsufficiencyLcausesLaLcoatopathyLwithLosteoporosisLandLdevelopmentalLdelay 1

1 LossYofYfunctionLinLβRxdtPLLisLassociatedLwithLneurologicalLphenotypes 2
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