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j Paper IF Citations

219 WhatHvasHtheHUndiagnosedHriseasesHNetworkHTaughtHUsHoboutHtheHqlinicalHopplicationsHofHuenomicH
TestingmVHAnnualcReviewcofcMedicineTH2022THeaTHcecUcfc 17.4 2

218
üβUNsYHcVgaauloHsynonymousHvariantHinducesHexonHeHskippingTHdisruptsHtheHrvvoZHdomainTHandH
leadsHtoHanHatypicalHNMwvpoHsyndromeHpresentationhHqaseHreportHandHreviewHofHtheHliteratureVVH
AmericancJournalcofcMedicalcGeneticspcPartcATH2022TH

2.5 1

217 uenomeHsequencingHrevealsHnovelHnoncodingHvariantsHinHüzoZudHandHzMNpYHcausingHprogressiveH
neurologicHdiseaseVVHMolecularcGeneticsciamp;cGenomiccMedicineTH2022THeYfgZ 2.3 2

216 oHnovelTHdeHnovoHintronicHvariantHinHüóuZHcausesHWhiteUSuttonHsyndromeVVHAmericancJournalcofc
MedicalcGeneticspcPartcATH2022TH 2.5 0

215 SuppressesHósteosarcomaHürogressionHwnHVivoHbyHTargetingHNotchHandHsZtVVHJBMRcPlusTH2022THdTHeYXdZa 3.9 1

214
roubleUSpinHzeukocyteUβichHülateletUβichHülasmaHwsHüredominantlyHzymphocyteHβichHWithHNotableH
qoncentrationsHofHótherHWhiteHploodHqellHSubtypesVVHArthroscopypcSportscMedicinepcandc
RehabilitationTH2022THbTHeaacUeabY

2 0

213 NitricHoxideHmodulatesHboneHanabolismHthroughHregulationHofHosteoblastHglycolysisHandH
differentiationVHJournalcofcClinicalcInvestigationTH2021THYaYTH 15.9 12

212 svaluationHofHextracorporealHcardiopulmonaryHresuscitationHeligibilityHcriteriaHforHoutUofUhospitalH
cardiacHarrestHpatientsVHBMCcResearchcNotesTH2021THYbTHYag 2.3

211 veterozygousHvariantsHinHSüTpNYHcauseHintellectualHdisabilityHandHautismVHAmericancJournalcofc
MedicalcGeneticspcPartcATH2021THYfcTHZXaeUZXbc 2.5 2

210 oHnovelHdeHnovoHintronicHvariantHinHwTüβYHcausesHuillespieHsyndromeVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2021THYfcTHZaYcUZaZb 2.5

209 TendonHandHmotorHphenotypesHinHtheHmouseHmodelHofHrecessiveHosteogenesisHimperfectaVHELifeTH
2021THYXTH 8.9 1

208 oHNovelHMouseHModelHforHSNüHinHSteroidHβeceptorHqoUoctivatorUYHβevealsHβoleHinHponeHrensityHandH
preastHqancerHMetastasisVHEndocrinologyTH2021THYdZTH 4.8 3

207 üregnancyHinHwomenHwithHosteogenesisHimperfectahHpregnancyHcharacteristicsTHmaternalTHandH
neonatalHoutcomesVHAmericancJournalcofcObstetricsciamp;cGynecologycMFMTH2021THaTHYXXadZ 7.4 2

206 WidespreadHdisturbanceHinHextracellularHmatrixHcollagenHbiomarkerHresponsesHtoHteriparatideH
therapyHinHosteogenesisHimperfectaVHBoneTH2021THYbZTHYYceXa 4.7 1

205 TheHtranscriptionalHcofactorHxabYWqopscHisHcrucialHforHpMüUmediatedHmouseHchondrocyteH
differentiationHbyHrepressingHpcaHactivityVHJournalcofcCellularcPhysiologyTH2021THZadTHcdfdUcdge 7 1

204 TranscriptomeUdirectedHanalysisHforHMendelianHdiseaseHdiagnosisHovercomesHlimitationsHofH
conventionalHgenomicHtestingVHJournalcofcClinicalcInvestigationTH2021THYaYTH 15.9 28

203 vealthUrelatedHqualityHofHlifeHinHadultsHwithHosteogenesisHimperfectaVHClinicalcGeneticsTH2021THggTHeeZUeeg4 0
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202 SitesHofHqreUrecombinaseHactivityHinHmouseHlinesHtargetingHskeletalHcellsVHJournalcofcBonecandcMineralc
ResearchTH2021THadTHYddYUYdeg 6.3 3

201 qóüpZHlossHofHfunctionHcausesHaHcoatopathyHwithHosteoporosisHandHdevelopmentalHdelayVHAmericanc
JournalcofcHumancGeneticsTH2021THYXfTHYeYXUYeZb 11 2

200 NovelHassessmentHofHleukocyteUrichHplateletUrichHplasmaHonHfunctionalHandHpatientUreportedH
outcomesHinHkneeHosteoarthritishHaHpilotHstudyVHRegenerativecMedicineTH2021THYdTHfZaUfaZ 2.5 1

199 turtherHdelineationHofHtheHclinicalHspectrumHofHyoTdpHdisordersHandHallelicHseriesHofHpathogenicH
variantsVHGeneticscincMedicineTH2020THZZTHYaafUYabe 8.1 9

198 regulatesHtheHactionHofHnitrogenUcontainingHbisphosphonatesHonHboneVHSciencecTranslationalc
MedicineTH2020THYZTH 17.5 6

197 TheHcrucialHpcaUdependentHoncogenicHroleHofHxopYHinHosteosarcomaHinHvivoVHOncogeneTH2020THagTHbcfYUbcgY9.2 11

196 oHglobalHSlceaeHknockoutHmouseHmodelHdemonstratesHcharacteristicHphenotypesHofHhumanHlysinuricH
proteinHintoleranceVHHumancMolecularcGeneticsTH2020THZgTHZYeYUZYfb 5.6 5

195
reHnovoHswtZoyYHandHswtZoyZHVariantsHoreHossociatedHwithHrevelopmentalHrelayTH
zeukoencephalopathyTHandHNeurologicHrecompensationVHAmericancJournalcofcHumancGeneticsTH2020
THYXdTHceXUcfa

11 21

194 zossUHorHuainUofUtunctionHMutationsHinHoqóXYHqauseHoxonalHzossHviaHrifferentHMechanismsVHNeuronTH
2020THYXdTHcfgUdXdVed 13.9 32

193 zeukocyteUdependentHeffectsHofHplateletUrichHplasmaHonHcartilageHlossHandHthermalHhyperalgesiaHinHaH
mouseHmodelHofHpostUtraumaticHosteoarthritisVHOsteoarthritiscandcCartilageTH2020THZfTHYafcUYaga 6.2 9

192 NotchHSignalingHinHSkeletalHrevelopmentTHvomeostasisHandHüathogenesisVHBiomoleculesTH2020THYXTH 5.9 18

191 tractureHvealingHinHqollagenUβelatedHüreclinicalHModelsHofHósteogenesisHwmperfectaVHJournalcofc
BonecandcMineralcResearchTH2020THacTHYYaZUYYbf 6.3 8

190 sxomeHsequencingHcomparedHwithHstandardHgeneticHtestsHforHcriticallyHillHinfantsHwithHsuspectedH
geneticHconditionsVHGeneticscincMedicineTH2020THZZTHYaXaUYaYX 8.1 9

189 qhronicHliverHdiseaseHandHimpairedHhepaticHglycogenHmetabolismHinHargininosuccinateHlyaseH
deficiencyVHJCIcInsightTH2020THcTH 9.9 4

188
TargetedHandHsustainedHSoxgHexpressionHinHmouseHhypertrophicHchondrocytesHcausesHsevereHandH
spontaneousHosteoarthritisHbyHperturbingHcartilageHhomeostasisVHAmericancJournalcofcTranslationalc
ResearchcldiscontinuedmTH2020THYZTHYXcdUYXdg

3 2

187 ueneticHpurdenHqontributingHtoHsxtremelyHzowHorHvighHponeHMineralHrensityHinHaHSeniorHMaleH
üopulationHtromHtheHósteoporoticHtracturesHinHMenHStudyHPMróSQVHJBMRcPlusTH2020THbTHeYXaac 3.9 1

186 vearingHlossHinHindividualsHwithHosteogenesisHimperfectaHinHNorthHomericahHβesultsHfromHaH
multicenterHstudyVHAmericancJournalcofcMedicalcGeneticspcPartcATH2020THYfZTHdgeUeXb 2.5 9

185 üediatricHóutcomesHrataHqollectionHwnstrumentHisHaHUsefulHüatientUβeportedHóutcomeHMeasureHforH
ühysicalHtunctionHinHqhildrenHwithHósteogenesisHwmperfectaVHGeneticscincMedicineTH2020THZZTHcfYUcfg 8.1 4
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184 ossessmentHofHlongitudinalHboneHgrowthHinHosteogenesisHimperfectaHusingHmetacarpophalangealH
patternHprofilesVHBoneTH2020THYbXTHYYccbe 4.7 2

183 UsingHtheHrelphiHmethodHtoHidentifyHcliniciansOHperceivedHimportanceHofHpediatricHexomeH
sequencingHresultsVHGeneticscincMedicineTH2020THZZTHdgUed 8.1 7

182 UntargetedHmetabolomicHprofilingHrevealsHmultipleHpathwayHperturbationsHandHnewHclinicalH
biomarkersHinHureaHcycleHdisordersVHGeneticscincMedicineTH2019THZYTHYgeeUYgfd 8.1 28

181 oHMulticenterHóbservationalHqohortHStudyHtoHsvaluateHtheHsffectsHofHpisphosphonateHsxposureHonH
poneHMineralHrensityHandHótherHvealthHóutcomesHinHósteogenesisHwmperfectaVHJBMRcPlusTH2019THaTHeYXYYf3.9 7

180 TrpsYHβegulatesHrevelopmentHofHqraniofacialHSkeletonHandHwsHβequiredHforHtheHwnitiationHofHüalatalH
ShelvesHtusionVHFrontierscincPhysiologyTH2019THYXTHcYa 4.6 0

179 wmpactHofHriagnosisHandHTherapyHonHqognitiveHtunctionHinHUreaHqycleHrisordersVHAnnalscofcNeurology
TH2019THfdTHYYdUYZf 9.4 20

178
sffectsHofHospirinHonHurowthHtactorHβeleaseHtromHtreshlyHwsolatedHzeukocyteUβichHülateletUβichH
ülasmaHinHvealthyHMenhHoHürospectiveHtixedUSequenceHqontrolledHzaboratoryHStudyVHAmericanc
JournalcofcSportscMedicineTH2019THbeTHYZZaUYZZg

6.8 19

177 MobilityHinHosteogenesisHimperfectahHaHmulticenterHNorthHomericanHstudyVHGeneticscincMedicineTH
2019THZYTHZaYYUZaYf 8.1 6

176 qlinicalHopplicationHofHuenomeHandHsxomeHSequencingHasHaHriagnosticHToolHforHüediatricHüatientshHaH
ScopingHβeviewHofHtheHziteratureVHGeneticscincMedicineTH2019THZYTHaUYd 8.1 49

175 urowthHcharacteristicsHinHindividualsHwithHosteogenesisHimperfectaHinHNorthHomericahHresultsHfromHaH
multicenterHstudyVHGeneticscincMedicineTH2019THZYTHZecUZfa 8.1 15

174 MutationsHinHoNoüqYTHsncodingHaHScaffoldHSubunitHofHtheHonaphaseUüromotingHqomplexTHqauseH
βothmundUThomsonHSyndromeHTypeHYVHAmericancJournalcofcHumancGeneticsTH2019THYXcTHdZcUdaX 11 22

173 pmiYHSuppressesHodipogenesisHinHtheHvematopoieticHStemHqellHNicheVHStemcCellcReportsTH2019THYaTHcbcUccf8 19

172 SoTUzpXffHossessingHMetacarpalHqorticalHThicknessHasHaHToolHtoHsvaluateHponeHrensityHqomparedH
toHrXoHinHósteogenesisHwmperfectaVHJournalcofcthecEndocrinecSocietyTH2019THaTH 0.4 78

171 qariesHprevalenceHandHexperienceHinHindividualsHwithHosteogenesisHimperfectahHoHcrossUsectionalH
multicenterHstudyVHSpecialcCarecincDentistryTH2019THagTHZYbUZYg 1.7 6

170 piUallelicHVariantsHinHTóNSzHqauseHSüóNoSTβwMsHrysplasiaHandHaHSpectrumHofHSkeletalHrysplasiaH
ühenotypesVHAmericancJournalcofcHumancGeneticsTH2019THYXbTHbZZUbaf 11 10

169 wdentificationHofHtunctionallyHristinctHMxYS˛–SMoSHüeriostealHSkeletalHStemHqellsVHCellcStemcCellTH
2019THZcTHefbUegdVec 18 52

168 ósteogenesisHimperfectahHadvancementsHinHgeneticsHandHtreatmentVHCurrentcOpinioncincPediatricsTH
2019THaYTHeXfUeYc 3.2 25

167 MicrodeletionsHexcludingHYWvosHandHüotovYpYHcauseHaHuniqueHleukoencephalopathyhHfurtherH
delineationHofHtheHYepYaVaHmicrodeletionHspectrumVHGeneticscincMedicineTH2019THZYTHYdcZUYdcd 8.1 5
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166
sxpandingHtheHSpectrumHofHpotUβelatedHrisordershHreHNovoHVariantsHinHSMoβqqZHqauseHaH
SyndromeHwithHwntellectualHrisabilityHandHrevelopmentalHrelayVHAmericancJournalcofcHumanc
GeneticsTH2019THYXbTHYdbUYef

11 27

165
βecurrentHmosaicHMTóβHcVcgaXqHlHTHPpVThrYgeewleQHvariantHcausingHmegalencephalyTHasymmetricH
polymicrogyriaTHandHcutaneousHpigmentaryHmosaicismhHqaseHreportHandHreviewHofHtheHliteratureVH
AmericancJournalcofcMedicalcGeneticspcPartcATH2019THYegTHbecUbeg

2.5 8

164 óroUdentalHandHcranioUfacialHcharacteristicsHofHosteogenesisHimperfectaHtypeHVVHEuropeancJournalcofc
MedicalcGeneticsTH2019THdZTHYXadXd 2.6 3

163 rentalHandHcraniofacialHcharacteristicsHcausedHbyHtheHpVSerbXzeuHmutationHinHwtwTMcVHAmericanc
JournalcofcMedicalcGeneticspcPartcATH2019THYegTHdcUeX 2.5 5

162 olterationsHinHnonUtypeHwHcollagenHbiomarkersHinHosteogenesisHimperfectaVHBoneTH2019THYZXTHeXUeb 4.7 5

161 outosomalHrecessiveHNoonanHsyndromeHassociatedHwithHbiallelicHzZTβYHvariantsVHGeneticscinc
MedicineTH2018THZXTHYYecUYYfc 8.1 80

160 WholeUsxomeHSequencingHwdentifiesHanHwntronicHqrypticHSpliceHSiteHinHqausingHósteogenesisH
wmperfectaHTypeHVwVHJBMRcPlusTH2018THZTHZacUZag 3.9 2

159 ueneHtherapyHforHrepairHandHregenerationHofHboneHandHcartilageVHCurrentcOpinioncincPharmacologyTH
2018THbXTHcgUdd 5.1 35

158 TutU˛†HtamilyHSignalingHinHMesenchymalHrifferentiationVHColdcSpringcHarborcPerspectivescincBiologyTH
2018THYXTH 10.2 110

157 SerumHSclerostinHzevelsHinHodultsHWithHósteogenesisHwmperfectahHqomparisonHWithHNormalH
wndividualsHandHβesponseHtoHTeriparatideHTherapyVHJournalcofcBonecandcMineralcResearchTH2018THaaTHaXeUaYc6.3 7

156 ürospectsHofHueneHTherapyHforHSkeletalHriseasesH2018THYYgUYae 1

155 orginaseHoverexpressionHinHneuronsHandHitsHeffectHonHtraumaticHbrainHinjuryVHMolecularcGeneticscandc
MetabolismTH2018THYZcTHYYZUYYe 3.7 13

154 orgininosuccinateHzyaseHreficiencyHqausesHanHsndothelialUrependentHtormHofHvypertensionVH
AmericancJournalcofcHumancGeneticsTH2018THYXaTHZedUZfe 11 18

153 otypicalHolexanderHdiseaseHwithHdystoniaTHretinopathyTHandHaHbrainHmassHmimickingHastrocytomaVH
Neurology:cGeneticsTH2018THbTHeZbf 3.8 5

152 wβtZpüzHwsHossociatedHwithHNeurologicalHühenotypesVHAmericancJournalcofcHumancGeneticsTH2018TH
YXaTHZbcUZdX 11 39

151 üathogenicHVariantsHinHtucokinaseHqauseHaHqongenitalHrisorderHofHulycosylationVHAmericancJournalc
ofcHumancGeneticsTH2018THYXaTHYXaXUYXae 11 11

150 veterozygousHWNTYHvariantHcausingHaHvariableHboneHphenotypeVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2018THYedTHZbYgUZbZb 2.5 4

149 sffectHofHueneticHriagnosisHonHüatientsHwithHüreviouslyHUndiagnosedHriseaseVHNewcEnglandcJournalc
ofcMedicineTH2018THaegTHZYaYUZYag 59.2 129

(2018-2019)
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148 óralHhealthUrelatedHqualityHofHlifeHinHchildrenHandHadolescentsHwithHosteogenesisHimperfectahH
crossUsectionalHstudyVHOrphanetcJournalcofcRarecDiseasesTH2018THYaTHYfe 4.2 10

147 vumanHtetalHandHNeonatalHponeHrevelopmentH2018THYYcUYZZ

146 ósteogenicHósteosarcomaH2018THedfUeeb

145 oHmulticenterHstudyHtoHevaluateHpulmonaryHfunctionHinHosteogenesisHimperfectaVHClinicalcGeneticsTH
2018THgbTHcXZUcYY 4 20

144 MechanicalHpropertiesHofHinfantHboneVHBoneTH2018THYYaTHYcYUYdX 4.7 12

143 ZXYeHVictorHoVHMcyusickHzeadershipHowardHwntroductionhHorthurHzVHpeaudetVHAmericancJournalcofc
HumancGeneticsTH2018THYXZTHacgUadX 11

142 veterozygousHTruncatingHVariantsHinHüóMüHsscapeHNonsenseUMediatedHrecayHandHqauseHaHUniqueH
wmmuneHrysregulatoryHSyndromeVHAmericancJournalcofcHumancGeneticsTH2018THYXZTHYYZdUYYbZ 11 80

141 turtherHevidenceHforHtheHinvolvementHofHinHaHShwachmanUriamondUlikeHsyndromeHandHexpansionHofH
theHphenotypicHfeaturesVHJournalcofcPhysicalcEducationcandcSportscManagementTH2018THbTH 2.8 18

140 reHNovoHMissenseHVariantsHinHTβoteHqauseHrevelopmentalHrelayTHqongenitalHonomaliesTHandH
rysmorphicHteaturesVHAmericancJournalcofcHumancGeneticsTH2018THYXaTHYcbUYdZ 11 25

139 TheHUndiagnosedHriseasesHNetworkhHocceleratingHriscoveryHaboutHvealthHandHriseaseVHAmericanc
JournalcofcHumancGeneticsTH2017THYXXTHYfcUYgZ 11 102

138 yaufmanHoculoUcerebroUfacialHsyndromeHinHaHchildHwithHsmallHandHabsentHterminalHphalangesHandH
absentHnailsVHJournalcofcHumancGeneticsTH2017THdZTHbdcUbeY 4.3 11

137 oHβecurrentHreHNovoHVariantHinHNoqqYHqausesHaHSyndromeHqharacterizedHbyHwnfantileHspilepsyTH
qataractsTHandHürofoundHrevelopmentalHrelayVHAmericancJournalcofcHumancGeneticsTH2017THYXXTHabaUacY 11 23

136 üahaUnullHandHScdcUnullHMiceHühenocopyHtheHqollagenHzysineHUnderUhydroxylationHandHqrossUlinkingH
obnormalityHofHshlersUranlosHSyndromeHTypeHVwoVHJournalcofcBiologicalcChemistryTH2017THZgZTHafeeUaffe 5.4 19

135 tkbpYXHreletionHinHósteoblastsHzeadsHtoHαualitativeHrefectsHinHponeVHJournalcofcBonecandcMineralc
ResearchTH2017THaZTHYacbUYade 6.3 11

134 ueneticHcausesHandHmechanismsHofHósteogenesisHwmperfectaVHBoneTH2017THYXZTHbXUbg 4.7 58

133 ZXYdHqurtHSternHowardHoddresshHtromHβareHtoHqommonHriseaseshHTranslatingHueneticHriscoveryHtoH
TherapyVHAmericancJournalcofcHumancGeneticsTH2017THYXXTHageUbXX 11

132 oHqhaperoneHqomplexHtormedHbyHvSübeTHtypüdcTHandHpiüHModulatesHTelopeptideHzysylH
vydroxylationHofHTypeHwHürocollagenVHJournalcofcBonecandcMineralcResearchTH2017THaZTHYaXgUYaYg 6.3 41

131
qorrelationsHpetweenHponeHMechanicalHüropertiesHandHponeHqompositionHüarametersHinHMouseH
ModelsHofHrominantHandHβecessiveHósteogenesisHwmperfectaHandHtheHβesponseHtoHontiUTutU˛†H
TreatmentVHJournalcofcBonecandcMineralcResearchTH2017THaZTHabeUacg

6.3 21
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130 MicroβNoHmiβUZaaHclusterHpromotesHosteocyteHdifferentiationHbyHregulatingHTutU˛†HsignallingHinH
osteoblastsVHNaturecCommunicationsTH2017THfTHYcXXX 17.4 63

129 ueneralizedHmetabolicHboneHdiseaseHandHfractureHriskHinHβothmundUThomsonHsyndromeVHHumanc
MolecularcGeneticsTH2017THZdTHaXbdUaXcc 5.6 6

128 ScltYHdeficiencyHcausesHcysticHkidneyHbyHactivatingHsβyHandHSToTaHsignalingVHHumancMolecularc
GeneticsTH2017THZdTHZgbgUZgdX 5.6 19

127 MoββVszhHwntegrationHofHvumanHandHModelHórganismHueneticHβesourcesHtoHtacilitateHtunctionalH
onnotationHofHtheHvumanHuenomeVHAmericancJournalcofcHumancGeneticsTH2017THYXXTHfbaUfca 11 104

126 onHexomeHsequencingHstudyHofHMoebiusHsyndromeHincludingHatypicalHcasesHrevealsHanHindividualH
withHqtsóMaoHandHaHmutationVHJournalcofcPhysicalcEducationcandcSportscManagementTH2017THaTHaXXXgfb 2.8 12

125 oHSyndromicHNeurodevelopmentalHrisorderHqausedHbyHreHNovoHVariantsHinHsptaVHAmericancJournalc
ofcHumancGeneticsTH2017THYXXTHYZfUYae 11 65

124 UseHofHsxomeHSequencingHforHwnfantsHinHwntensiveHqareHUnitshHoscertainmentHofHSevereHSingleUueneH
risordersHandHsffectHonHMedicalHManagementVHJAMAcPediatricsTH2017THYeYTHeYeabaf 8.3 215

123 ühenotypicHandHmolecularHcharacterisationHofHqryYaUrelatedHcongenitalHheartHdefectsTHdysmorphicH
facialHfeaturesHandHintellectualHdevelopmentalHdisordersVHGenomecMedicineTH2017THgTHea 14.4 30

122 ósteocyteUspecificHWNTYHregulatesHosteoblastHfunctionHduringHboneHhomeostasisVHJournalcofc
ClinicalcInvestigationTH2017THYZeTHZdefUZdff 15.9 113

121 NeonatalHfracturesHasHaHpresentingHfeatureHofHzMóraUassociatedHcongenitalHmyopathyVHAmericanc
JournalcofcMedicalcGeneticspcPartcATH2017THYeaTHZefgUZegb 2.5 12

120
MilderHclinicalHandHbiochemicalHphenotypesHassociatedHwithHtheHcVbfZuloHPpVorgYdYulnQHpathogenicH
variantHinHcobalaminHqHdiseasehHwmplicationsHforHmanagementHandHscreeningVHMolecularcGeneticscandc
MetabolismTH2017THYZZTHdXUdd

3.7 10

119 oHnonUmosaicHmutationHinHaHmaleHwithHsevereHcongenitalHanomaliesHoverlappingHfocalHdermalH
hypoplasiaVHMolecularcGeneticscandcMetabolismcReportsTH2017THYZTHceUdY 1.8 7

118 TherapeuticHontibodyHTargetingHTumorUHandHósteoblasticHNicheUrerivedHxaggedYHSensitizesHponeH
MetastasisHtoHqhemotherapyVHCancercCellTH2017THaZTHeaYUebeVed 24.3 97

117 mTóβqYHSignalingHisHaHqriticalHβegulatorHofHüostnatalHTendonHrevelopmentVHScientificcReportsTH2017
THeTHYeYec 4.9 13

116 zongUtermHuseHofHangiotensinUconvertingHenzymeHinhibitorsHprotectsHagainstHboneHlossHinH
ofricanUomericanHelderlyHmenVHArchivescofcOsteoporosisTH2017THYZTHgb 2.9 5

115 MutationsHinHtibronectinHqauseHaHSubtypeHofHSpondylometaphysealHrysplasiaHwithHJqornerH
tracturesJVHAmericancJournalcofcHumancGeneticsTH2017THYXYTHfYcUfZa 11 22

114 veterozygousHvariantsHinHoqTzdoTHencodingHaHcomponentHofHtheHpotHcomplexTHareHassociatedHwithH
intellectualHdisabilityVHHumancMutationTH2017THafTHYadcUYaeY 4.7 17

113 qornerHfractureHtypeHspondylometaphysealHdysplasiahHóverlapHwithHtypeHwwHcollagenopathiesVH
AmericancJournalcofcMedicalcGeneticspcPartcATH2017THYeaTHeaaUeag 2.5 5

(2017-2017)
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112 qlinicallyHsevereHqoqNoYoHallelesHaffectHsynapticHfunctionHandHneurodegenerationHdifferentiallyVH
PLoScGeneticsTH2017THYaTHeYXXdgXc 6 42

111 üharmacologicalHandHbiologicalHtherapeuticHstrategiesHforHosteogenesisHimperfectaVHAmericanc
JournalcofcMedicalcGeneticspcPartcC:cSeminarscincMedicalcGeneticsTH2016THYeZTHadeUafa 3.1 35

110 üroteinHandHcalorieHintakesHinHadultHandHpediatricHsubjectsHwithHureaHcycleHdisordersHparticipatingHinH
clinicalHtrialsHofHglycerolHphenylbutyrateVHMolecularcGeneticscandcMetabolismcReportsTH2016THdTHabUbX 1.8 10

109 βestorationHofHtheHserumHlevelHofHSsβüwNtYHdoesHnotHcorrectHtheHboneHphenotypeHinHSerpinfYHnullH
miceVHMolecularcGeneticscandcMetabolismTH2016THYYeTHaefUfZ 3.7 12

108 ulutamineHandHhyperammonemicHcrisesHinHpatientsHwithHureaHcycleHdisordersVHMolecularcGeneticscandc
MetabolismTH2016THYYeTHZeUaZ 3.7 13

107 oHrecurrentHpVorggZTrpHvariantHinHsteroidogenicHfactorUYHPNβcoYQHcanHactHasHaHmolecularHswitchHinH
humanHsexHdevelopmentVHHumancMolecularcGeneticsTH2016THZcTHabbdUabca 5.6 74

106 SclerostinHontibodyHTreatmentHwmprovesHtheHponeHühenotypeHofHqrtapPUWUQHMiceTHaHModelHofH
βecessiveHósteogenesisHwmperfectaVHJournalcofcBonecandcMineralcResearchTH2016THaYTHYXaXUbX 6.3 50

105 parriersHtoHdrugHadherenceHinHtheHtreatmentHofHureaHcycleHdisordershHossessmentHofHpatientTH
caregiverHandHproviderHperspectivesVHMolecularcGeneticscandcMetabolismcReportsTH2016THfTHbaUe 1.8 17

104 zosartanHincreasesHboneHmassHandHacceleratesHchondrocyteHhypertrophyHinHdevelopingHskeletonVH
MolecularcGeneticscandcMetabolismTH2015THYYcTHcaUdX 3.7 14

103
üostUtranslationallyHabnormalHcollagensHofHprolylHaUhydroxylaseUZHnullHmiceHofferHaHpathobiologicalH
mechanismHforHtheHhighHmyopiaHlinkedHtoHhumanHzsüβszYHmutationsVHJournalcofcBiologicalcChemistry
TH2015THZgXTHfdYaUZZ

5.4 29

102 outosomalUrominantHMultipleHüterygiumHSyndromeHwsHqausedHbyHMutationsHinHMYvaVHAmericanc
JournalcofcHumancGeneticsTH2015THgdTHfbYUg 11 36

101 βsqαzbHβegulatesHpcaHtunctionHwnHVivoHruringHSkeletogenesisVHJournalcofcBonecandcMineralc
ResearchTH2015THaXTHYXeeUfg 6.3 23

100
SelfUreportedHtreatmentUassociatedHsymptomsHamongHpatientsHwithHureaHcycleHdisordersH
participatingHinHglycerolHphenylbutyrateHclinicalHtrialsVHMolecularcGeneticscandcMetabolismTH2015TH
YYdTHZgUab

3.7 8

99 vumanHrecombinantHarginaseHenzymeHreducesHplasmaHarginineHinHmouseHmodelsHofHarginaseH
deficiencyVHHumancMolecularcGeneticsTH2015THZbTHdbYeUZe 5.6 28

98 ploodHammoniaHandHglutamineHasHpredictorsHofHhyperammonemicHcrisesHinHpatientsHwithHureaHcycleH
disorderVHGeneticscincMedicineTH2015THYeTHcdYUf 8.1 23

97 qatelUManzkeHSyndromehHturtherHrelineationHofHtheHühenotypeHossociatedHwithHüathogenicH
VariantsHinVHMolecularcGeneticscandcMetabolismcReportsTH2015THbTHfgUgY 1.8 5

96 oHtransgenicHmouseHmodelHofHówHtypeHVHsupportsHaHneomorphicHmechanismHofHtheHwtwTMcHmutationVH
JournalcofcBonecandcMineralcResearchTH2015THaXTHbfgUgf 6.3 21

95 odultHpresentationHofHXUlinkedHqonradiUvˆ…nermannUvappleHsyndromeVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2015THYdeTHYaXgUYb 2.5 5
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94 TheHosteogenicHnicheHpromotesHearlyUstageHboneHcolonizationHofHdisseminatedHbreastHcancerHcellsVH
CancercCellTH2015THZeTHYgaUZYX 24.3 235

93 qonnectiveHtissueHalterationsHinHtkbpYXUWUHmiceVHHumancMolecularcGeneticsTH2014THZaTHbfZZUaY 5.6 39

92 sxcessiveHtransformingHgrowthHfactorU˛†HsignalingHisHaHcommonHmechanismHinHosteogenesisH
imperfectaVHNaturecMedicineTH2014THZXTHdeXUc 50.5 172

91 NotchHactivationHasHaHdriverHofHosteogenicHsarcomaVHCancercCellTH2014THZdTHagXUbXY 24.3 93

90 uenotypeUphenotypeHcorrelationUUpromiscuityHinHtheHeraHofHnextUgenerationHsequencingVHNewc
EnglandcJournalcofcMedicineTH2014THaeYTHcgaUd 59.2 68

89 SodiumHphenylbutyrateHdecreasesHplasmaHbranchedUchainHaminoHacidsHinHpatientsHwithHureaHcycleH
disordersVHMolecularcGeneticscandcMetabolismTH2014THYYaTHYaYUc 3.7 40

88 oroMTSUeHformsHaHpositiveHfeedbackHloopHwithHTNtU˛–HinHtheHpathogenesisHofHosteoarthritisVHAnnalsc
ofcthecRheumaticcDiseasesTH2014THeaTHYcecUfb 2.4 50

87 MiceHexpressingHmutantHTrpvbHrecapitulateHtheHhumanHTβüVbHdisordersVHJournalcofcBonecandc
MineralcResearchTH2014THZgTHYfYcUYfZZ 6.3 15

86 zysinuricHüroteinHwntoleranceHüresentingHwithHMultipleHtracturesVHMolecularcGeneticscandc
MetabolismcReportsTH2014THYTHYedUYfa 1.8 15

85 ulycerolHphenylbutyrateHtreatmentHinHchildrenHwithHureaHcycleHdisordershHpooledHanalysisHofHshortH
andHlongUtermHammoniaHcontrolHandHoutcomesVHMolecularcGeneticscandcMetabolismTH2014THYYZTHYeUZb 3.7 32

84 riagnosisHofHozuYZUqruHbyHexomeHsequencingHinHaHcaseHofHsevereHskeletalHdysplasiaVHMolecularc
GeneticscandcMetabolismcReportsTH2014THYTHZYaUZYg 1.8 14

83 qombinatorialHtreatmentHwithHoncolyticHadenovirusHandHhelperUdependentHadenovirusHaugmentsH
adenoviralHcancerHgeneHtherapyVHMolecularcTherapycrcOncolyticsTH2014THYTHYbXXf 6.4 17

82 SsβüwNtYHasHaHqauseHofHósteogenesisHwmperfectaHTypeHVwH2014THYdeUYeZ 0

81 TheHswayingHmouseHasHaHmodelHofHosteogenesisHimperfectaHcausedHbyHWNTYHmutationsVHHumanc
MolecularcGeneticsTH2014THZaTHbXacUbZ 5.6 51

80 rualHroleHofHtheHTrpsYHtranscriptionHfactorHinHdentinHmineralizationVHJournalcofcBiologicalcChemistryTH
2014THZfgTHZebfYUga 5.4 17

79 rifferentialHeffectsHofHcollagenHprolylHaUhydroxylationHonHskeletalHtissuesVHPLoScGeneticsTH2014THYXTHeYXXbYZY6 24

78 βecessiveHósteogenesisHwmperfectaHrueHtoHMutationsHinHqβToüTHzsüβsYHandHüüwpH2014THYbYUYcX

77 TheHgeneticHbasisHofHróóβSHsyndromehHanHexomeUsequencingHstudyVHLancetcNeurologypcTheTH2014TH
YaTHbbUcf 24.1 96

(2014-2015)
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76 NotchHsignalingHinHskeletalHstemHcellsVHCalcifiedcTissuecInternationalTH2014THgbTHdfUee 3.9 33

75 pranchedUchainHaminoHacidHmetabolismhHfromHrareHMendelianHdiseasesHtoHmoreHcommonHdisordersVH
HumancMolecularcGeneticsTH2014THZaTHβYUf 5.6 73

74 svaluationHofHteriparatideHtreatmentHinHadultsHwithHosteogenesisHimperfectaVHJournalcofcClinicalc
InvestigationTH2014THYZbTHbgYUf 15.9 107

73 NextUgenerationHsequencingHforHdisordersHofHlowHandHhighHboneHmineralHdensityVHOsteoporosisc
InternationalTH2013THZbTHZZcaUg 5.3 42

72 ühenotypicHvariabilityHofHosteogenesisHimperfectaHtypeHVHcausedHbyHanHwtwTMcHmutationVHJournalcofc
BonecandcMineralcResearchTH2013THZfTHYcZaUaX 6.3 55

71 YunisUVarˆ‡nHsyndromeHisHcausedHbyHmutationsHinHtwubTHencodingHaHphosphoinositideHphosphataseVH
AmericancJournalcofcHumancGeneticsTH2013THgZTHefYUgY 11 101

70 WNTYHmutationsHinHearlyUonsetHosteoporosisHandHosteogenesisHimperfectaVHNewcEnglandcJournalcofc
MedicineTH2013THadfTHYfXgUYd 59.2 253

69 ommoniaHcontrolHandHneurocognitiveHoutcomeHamongHureaHcycleHdisorderHpatientsHtreatedHwithH
glycerolHphenylbutyrateVHHepatologyTH2013THceTHZYeYUg 11.2 61

68
StructureUbasedHdesignHandHmechanismsHofHallostericHinhibitorsHforHmitochondrialHbranchedUchainH
˛–UketoacidHdehydrogenaseHkinaseVHProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaTH2013THYYXTHgeZfUaa

11.5 40

67 sarlyHchildhoodHpresentationHofHqzechHdysplasiaVHClinicalcDysmorphologyTH2013THZZTHedUfX 0.9 5

66 ósteogenesisHimperfectaHwithoutHfeaturesHofHtypeHVHcausedHbyHaHmutationHinHtheHwtwTMcHgeneVH
JournalcofcBonecandcMineralcResearchTH2013THZfTHZaaaUe 6.3 21

65 NotchHgainHofHfunctionHinhibitsHchondrocyteHdifferentiationHviaHβbpjUdependentHsuppressionHofH
SoxgVHJournalcofcBonecandcMineralcResearchTH2013THZfTHdbgUcg 6.3 47

64
sUselectinHligandHYHregulatesHboneHremodelingHbyHlimitingHbioactiveHTutU˛†HinHtheHboneH
microenvironmentVHProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaTH
2013THYYXTHeaadUbY

11.5 24

63 óptimizingHtherapyHforHargininosuccinicHaciduriaVHMolecularcGeneticscandcMetabolismTH2012THYXeTHYXUb 3.7 8

62
oHrandomizedHcontrolledHtrialHtoHevaluateHtheHeffectsHofHhighUdoseHversusHlowUdoseHofHarginineH
therapyHonHhepaticHfunctionHtestsHinHargininosuccinicHaciduriaVHMolecularcGeneticscandcMetabolismTH
2012THYXeTHaYcUZY

3.7 28

61 WholeUexomeHsequencingHidentifiesHmutationsHinHtheHnucleosideHtransporterHgeneHSzqZgoaHinH
dysosteosclerosisTHaHformHofHosteopetrosisVHHumancMolecularcGeneticsTH2012THZYTHbgXbUg 5.6 63

60 ossessmentHofHboneHmineralHstatusHinHchildrenHwithHMarfanHsyndromeVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2012THYcfoTHZZZYUb 2.5 25

59 WrβacHmutationHinHsiblingsHwithHSensenbrennerHsyndromehHaHciliopathyHwithHvariableHphenotypeVH
AmericancJournalcofcMedicalcGeneticspcPartcATH2012THYcfoTHZgYeUZb 2.5 35
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58 miβNoUabcHregulatesHNotchHsignalingHduringHboneHdevelopmentVHHumancMolecularcGeneticsTH2012TH
ZYTHZggYUaXXX 5.6 182

57 MutationsHinHyoTdpTHencodingHaHhistoneHacetyltransferaseTHcauseHuenitopatellarHsyndromeVH
AmericancJournalcofcHumancGeneticsTH2012THgXTHZfZUg 11 99

56 NitricUoxideHsupplementationHforHtreatmentHofHlongUtermHcomplicationsHinHargininosuccinicHaciduriaVH
AmericancJournalcofcHumancGeneticsTH2012THgXTHfadUbd 11 56

55 βesponseHtoHSrilathaHetHalVVHGeneticscincMedicineTH2012THYbTHdZfUdZf 8.1

54 óneHNóTqvHturtherhHxaggedHYHinHponeHMetastasisVHCancercCellTH2011THYgTHYcgUdY 24.3 12

53 orgininosuccinateHlyaseHdeficiencyUargininosuccinicHaciduriaHandHbeyondVHAmericancJournalcofc
MedicalcGeneticspcPartcC:cSeminarscincMedicalcGeneticsTH2011THYceqTHbcUca 3.1 60

52 MutationsHinHtypüYXHcauseHrecessiveHosteogenesisHimperfectaHandHpruckHsyndromeVHJournalcofc
BonecandcMineralcResearchTH2011THZdTHdddUeZ 6.3 123

51 MutationsHinHSsβüwNtYHcauseHosteogenesisHimperfectaHtypeHVwVHJournalcofcBonecandcMineralc
ResearchTH2011THZdTHZegfUfXa 6.3 141

50 ühenylbutyrateHtherapyHforHmapleHsyrupHurineHdiseaseVHHumancMolecularcGeneticsTH2011THZXTHdaYUbX 5.6 58

49
ühenylbutyrateHimprovesHnitrogenHdisposalHviaHanHalternativeHpathwayHwithoutHelicitingHanHincreaseH
inHproteinHbreakdownHandHcatabolismHinHcontrolHandHornithineHtranscarbamylaseUdeficientHpatientsVH
AmericancJournalcofcClinicalcNutritionTH2011THgaTHYZbfUcb

7 8

48 βequirementHofHargininosuccinateHlyaseHforHsystemicHnitricHoxideHproductionVHNaturecMedicineTH2011TH
YeTHYdYgUZd 50.5 161

47 orginaseHwwHreducesHarginineHavailabilityHandHnitricHoxideHproductionHduringHendotoxemiaVHFASEBc
JournalTH2011THZcTHgfaVZX 0.9

46 olterationHofHNotchHsignalingHinHskeletalHdevelopmentHandHdiseaseVHAnnalscofcthecNewcYorkcAcademyc
ofcSciencesTH2010THYYgZTHZceUdf 6.5 49

45 βeplyHtoHzigthartUMelisHetHalVVHAmericancJournalcofcPhysiologycrcEndocrinologycandcMetabolismTH2010TH
ZggTHsdfbUsdfb 6 3

44 NóTqvingHtheHbonehHinsightsHintoHmultiUfunctionalityVHBoneTH2010THbdTHZebUfX 4.7 65

43 sstablishingHaHconsortiumHforHtheHstudyHofHrareHdiseaseshHTheHUreaHqycleHrisordersHqonsortiumVH
MolecularcGeneticscandcMetabolismTH2010THYXXHSupplHYTHSgeUYXc 3.7 60

42
ühaseHZHcomparisonHofHaHnovelHammoniaHscavengingHagentHwithHsodiumHphenylbutyrateHinHpatientsH
withHureaHcycleHdisordershHsafetyTHpharmacokineticsHandHammoniaHcontrolVHMolecularcGeneticscandc
MetabolismTH2010THYXXTHZZYUf

3.7 67

41 SignalingHpathwaysHinHhumanHskeletalHdysplasiasVHAnnualcReviewcofcGenomicscandcHumancGeneticsTH
2010THYYTHYfgUZYe 9.7 49

(2010-2012)
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40 zargeUscaleHproductionHofHhighUqualityHhelperUdependentHadenoviralHvectorsHusingHadherentHcellsHinH
cellHfactoriesVHHumancGenecTherapyTH2010THZYTHYZXUd 4.8 33

39 MutationsHinHtheHgeneHencodingHtheHβsβHproteinHtypüdcHcauseHautosomalUrecessiveHosteogenesisH
imperfectaVHAmericancJournalcofcHumancGeneticsTH2010THfdTHccYUg 11 238

38 MutationsHinHtheHueneHsncodingHtheHβsβHüroteinHtypüdcHqauseHoutosomalUβecessiveHósteogenesisH
wmperfectaVHAmericancJournalcofcHumancGeneticsTH2010THfeTHceZUcea 11 13

37 ósteosclerosisHowingHtoHNotchHgainHofHfunctionHisHsolelyHβbpjUdependentVHJournalcofcBonecandc
MineralcResearchTH2010THZcTHZYecUfa 6.3 54

36 sUselectinHligandUYHregulatesHgrowthHplateHhomeostasisHinHmiceHbyHinhibitingHtheHintracellularH
processingHandHsecretionHofHmatureHTutUbetaVHJournalcofcClinicalcInvestigationTH2010THYZXTHZbebUfc 15.9 21

35 SelfUqomplementaryHooVHVectorsHqauseHaHSubstantiallyHveightenedHTzβgUrependentHwnnateH
wmmuneHβesponseHwnHtheHziverVHBloodTH2010THYYdTHZcZUZcZ 2.2 1

34 ueneralizedHconnectiveHtissueHdiseaseHinHqrtapUWUHmouseVHPLoScONETH2010THcTHeYXcdX 3.7 45

33 ulutaminehHprecursorHorHnitrogenHdonorHforHtheHsynthesisHofHcitrullinemVHFASEBcJournalTH2010THZbTHebXVYb 0.9

32 ürecursorsHforHtheHsynthesisHofHcitrullineHinHmiceHfedHarginineHfreeHdietsVHFASEBcJournalTH2010THZbTHebXVZd 0.9

31 NotchHsignalingHcontributesHtoHtheHpathogenesisHofHhumanHosteosarcomasVHHumancMolecularc
GeneticsTH2009THYfTHYbdbUeX 5.6 140

30 SystemicHhypertensionHinHtwoHpatientsHwithHoSzHdeficiencyhHaHresultHofHnitricHoxideHdeficiencymVH
MolecularcGeneticscandcMetabolismTH2009THgfTHYgcUe 3.7 33

29 rimorphicHeffectsHofHNotchHsignalingHinHboneHhomeostasisVHNaturecMedicineTH2008THYbTHZggUaXc 50.5 322

28 qrossUsectionalHmulticenterHstudyHofHpatientsHwithHureaHcycleHdisordersHinHtheHUnitedHStatesVH
MolecularcGeneticscandcMetabolismTH2008THgbTHageUbXZ 3.7 159

27 UncouplingHofHchondrocyteHdifferentiationHandHperichondrialHmineralizationHunderliesHtheHskeletalH
dysplasiaHinHtrichoUrhinoUphalangealHsyndromeVHHumancMolecularcGeneticsTH2008THYeTHZZbbUcb 5.6 73

26 qβToüHandHzsüβsYHmutationsHinHrecessiveHosteogenesisHimperfectaVHHumancMutationTH2008THZgTHYbacUbZ4.7 172

25 prachyUsyndactylyHcausedHbyHlossHofHSfrpZHfunctionVHJournalcofcCellularcPhysiologyTH2008THZYeTHYZeUae 7 50

24 ühenylbutyrateHreducesHplasmaHleucineHconcentrationsHwithoutHaffectingHtheHfluxHofHleucineVHFASEBc
JournalTH2007THZYTHoaac 0.9

23 reficiencyHofHcartilageUassociatedHproteinHinHrecessiveHlethalHosteogenesisHimperfectaVHNewcEnglandc
JournalcofcMedicineTH2006THaccTHZeceUdb 59.2 255
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22 rominanceHofHSóXgHfunctionHoverHβUNXZHduringHskeletogenesisVHProceedingscofcthecNationalc
AcademycofcSciencescofcthecUnitedcStatescofcAmericaTH2006THYXaTHYgXXbUg 11.5 266

21 qβToüHisHrequiredHforHprolylHaUHhydroxylationHandHmutationsHcauseHrecessiveHosteogenesisH
imperfectaVHCellTH2006THYZeTHZgYUaXb 56.2 394

20 VestigialHornithineHtranscarbamylaseHactivityHdoesHnotHimpairHureagenesisHinHótcspfUashHmiceVHFASEBc
JournalTH2006THZXTHoYXga 0.9

19 órnithineHrestoresHureagenesisHcapacityHandHmitigatesHhyperammonemiaHinHótcspfUashHmiceVHFASEBc
JournalTH2006THZXTHoYXgZ 0.9

18 qonsiderationsHinHtheHdifficultUtoUmanageHureaHcycleHdisorderHpatientVHCriticalcCarecClinicsTH2005THZYTHSYgUZc4.5 11

17 qlinicalHconsequencesHofHureaHcycleHenzymeHdeficienciesHandHpotentialHlinksHtoHarginineHandHnitricH
oxideHmetabolismVHJournalcofcNutritionTH2004THYabTHZeecSUZefZSiHdiscussionHZegdSUZegeS 4.1 65

16 sffectHofHalternativeHpathwayHtherapyHonHbranchedHchainHaminoHacidHmetabolismHinHureaHcycleH
disorderHpatientsVHMolecularcGeneticscandcMetabolismTH2004THfYHSupplHYTHSegUfc 3.7 83

15 oHnaturalHhistoryHofHcleidocranialHdysplasiaVHAmericancJournalcofcMedicalcGeneticscPartcATH2001THYXbTHYUd 147

14 TranscriptionalHdysregulationHinHskeletalHmalformationHsyndromesVHAmericancJournalcofcMedicalc
GeneticscPartcATH2001THYXdTHZcfUZeY 18

13 βegulationHofHglomerularHbasementHmembraneHcollagenHexpressionHbyHzMXYpHcontributesHtoHrenalH
diseaseHinHnailHpatellaHsyndromeVHNaturecGeneticsTH2001THZeTHZXcUf 36.3 172

12 zongUtermHcorrectionHofHureaHcycleHdisordersVHJournalcofcPediatricsTH2001THYafTHSdZUeY 3.6 54

11 TheHlongHandHtheHshortHofHithHdevelopmentalHgeneticsHofHtheHskeletalHdysplasiasVHClinicalcGeneticsTH
1999THceTHcXUcg 4

10 TrisomyHYdqHinHaHfemaleHnewbornHwithHaHdeHnovoHXiYdHtranslocationHandHhypoplasticHleftHheartVH
AmericancJournalcofcMedicalcGeneticscPartcATH1999THfZTHYZfUaY 17

9 MutationsHinHzMXYpHcauseHabnormalHskeletalHpatterningHandHrenalHdysplasiaHinHnailHpatellaH
syndromeVHNaturecGeneticsTH1998THYgTHbeUcX 36.3 419

8 zimbHandHkidneyHdefectsHinHzmxYbHmutantHmiceHsuggestHanHinvolvementHofHzMXYpHinHhumanHnailH
patellaHsyndromeVHNaturecGeneticsTH1998THYgTHcYUc 36.3 441

7 qloningTHcharacterizationTHandHchromosomalHassignmentHofHtheHhumanHorthologHofHmurineHZfpUaeTHaH
candidateHgeneHforHNagerHsyndromeVHMammaliancGenomeTH1998THgTHbcfUdZ 3.2 27

6 TheHlongHandHtheHshortHofHithHdevelopmentalHgeneticsHofHtheHskeletalHdysplasiasVHClinicalcGeneticsTH
1998THcbTHbdbUea 4 20

5 MissenseHmutationsHabolishingHrNoHbindingHofHtheHosteoblastUspecificHtranscriptionHfactorH
óStZWqptoYHinHcleidocranialHdysplasiaVHNaturecGeneticsTH1997THYdTHaXeUYX 36.3 490

(1997-2006)

13



4 zinkageHofHMarfanHsyndromeHandHaHphenotypicallyHrelatedHdisorderHtoHtwoHdifferentHfibrillinHgenesVH
NatureTH1991THacZTHaaXUb 50.4 605

3 MesomelicHrysplasiaHWithHSpecificHoutopodalHSynostoseshHoHThirdHóbservationHondHturtherH
relineationHófHTheHMultipleHqongenitalHonomalyHSyndrome 1

2 qóüpZhaploinsufficiencyHcausesHaHcoatopathyHwithHosteoporosisHandHdevelopmentalHdelay 1

1 zossUofUfunctionHinHwβtZpüzHisHassociatedHwithHneurologicalHphenotypes 2
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