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j Paper IF Citations

199 γealUworldHeffectivenessHofHburosumabHinHchildrenHwithHXUlinkedHhypophosphatemicHricketsVVH
PediatriciNephrologyTH2022THY 3.2 0

198 γemediationHofHU~inkedH–acrothrombocytopeniaHWithHtzetimibeHTherapyVHFrontiersiiniGeneticsTH
2021THYaTHfehehh 4.5 0

197 rerebrotendinousHxanthomatosisTHsitosterolemiaTHSmithU~emliUOpitzHsyndromeHandHtheHseminalH
contributionsHofHveraldHSalenTH–sHPYhbdUaXaXQVHJournaliofiClinicaliLipidologyTH2021THYdTHdcXUdcc 4.9 0

196 veneticHcounselingHandHscreeningHofHconsanguineousHcouplesHandHtheirHoffspringHpracticeHresourceiH
uocusedHγevisionVHJournaliofiGeneticiCounselingTH2021THbXTHYbdcUYbdf 2.5 1

195 puthorHpreprintHbehaviourHandHnonUcomplianceHwithHjournalHpreprintHpoliciesiHOneHbiomedicalH
journalOsHexperienceVHLearnediPublishingTH2021THbcTHbgh 1.8

194 txpertHopinionHonHdiagnosingTHtreatingHandHmanagingHpatientsHwithHcerebrotendinousH
xanthomatosisHPrTXQiHaHmodifiedHselphiHstudyVHOrphanetiJournaliofiRareiDiseasesTH2021THYeTHbdb 4.2 3

193 ΔorencephalyHandHxntracranialHralcificationsHinHaH eonateVHPediatricsiiniReviewTH2020THcYTHdcbUdcd 1.1

192 wearingHlossHinHindividualsHwithHosteogenesisHimperfectaHinH orthHpmericaiHγesultsHfromHaH
multicenterHstudyVHAmericaniJournaliofiMedicaliGeneticswiPartiATH2020THYgaTHehfUfXc 2.5 9

191 pH–ulticenterHObservationalHrohortHStudyHtoHtvaluateHtheHtffectsHofHqisphosphonateHtxposureHonH
qoneH–ineralHsensityHandHOtherHwealthHOutcomesHinHOsteogenesisHxmperfectaVHJBMRiPlusTH2019THbTHeYXYYg3.9 7

190 –obilityHinHosteogenesisHimperfectaiHaHmulticenterH orthHpmericanHstudyVHGeneticsiiniMedicineTH
2019THaYTHabYYUabYg 8.1 6

189  aturalHwistoryHofHΔerinatalHandHxnfantileHwypophosphatasiaiHpHγetrospectiveHStudyVHJournaliofi
PediatricsTH2019THaXhTHYYeUYacVec 3.6 25

188 vrowthHcharacteristicsHinHindividualsHwithHosteogenesisHimperfectaHinH orthHpmericaiHresultsHfromHaH
multicenterHstudyVHGeneticsiiniMedicineTH2019THaYTHafdUagb 8.1 15

187 sevelopmentHofHrlinicalHsomainHWorkingHvroupsHforHtheHrlinicalHvenomeHγesourceHPrlinvenQiH
lessonsHlearnedHandHplansHforHtheHfutureVHGeneticsiiniMedicineTH2019THaYTHhgfUhhb 8.1 13

186 veneticsHinH–edicineHatHTwentyVHGeneticsiiniMedicineTH2019THaYTHbgUcX 8.1

185 SiblingHγecurrenceHγiskHandHrrossUaggregationHofHpttentionUseficitWwyperactivityHsisorderHandH
putismHSpectrumHsisorderVHJAMAiPediatricsTH2019THYfbTHYcfUYda 8.3 37

184
xntravenousHuishHOilHandHΔediatricHxntestinalHuailureUpssociatedH~iverHsiseaseiHrhangesHinHΔlasmaH
ΔhytosterolsTHrytokinesTHandHqileHpcidsHandHtrythrocyteHuattyHpcidsVHJournaliofiParenteraliandi
EnteraliNutritionTH2018THcaTHebbUecY

4.2 18

183
xdentificationHofHf˛–TacUdihydroxyUbUoxocholestUcUenUaeUoicHandH
f˛–TadUdihydroxyUbUoxocholestUcUenUaeUoicHacidsHinHhumanHcerebrospinalHfluidHandHplasmaVHBiochimieTH
2018THYdbTHgeUhg

4.6 12
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182
rlinvenHVariantHrurationHtxpertHΔanelHexperiencesHandHstandardizedHprocessesHforHdiseaseHandH
geneUlevelHspecificationHofHtheHpr–vWp–ΔHguidelinesHforHsequenceHvariantHinterpretationVHHumani
MutationTH2018THbhTHYeYcUYeaa

4.7 83

181 UniqueHaspectsHofHsequenceHvariantHinterpretationHforHinbornHerrorsHofHmetabolismHPxt–QiHTheH
rlinvenHxt–HWorkingHvroupHandHtheHΔhenylalanineHwydroxylaseHveneVHHumaniMutationTH2018THbhTHYdehUYdgX4.7 26

180 pHmulticenterHstudyHtoHevaluateHpulmonaryHfunctionHinHosteogenesisHimperfectaVHClinicaliGeneticsTH
2018THhcTHdXaUdYY 4 20

179 qardetâ��qiedlHsyndromeiHpHmodelHforHtranslationalHresearchHinHrareHdiseasesVHEuropeaniJournaliofi
MoleculariandiClinicaliMedicineTH2017THaTHYXa 0.7 3

178 ~ipidHandHsterolHgeneHsequenceHvariationHinHautismHandHcorrelatesHwithHneurodevelopmentalHstatusiH
pHpilotHstudyVHEuropeaniJournaliofiMoleculariandiClinicaliMedicineTH2017THaTHYbf 0.7 1

177 ThyroidHwormoneHStatusHinHSitosterolemiaHxsH–odifiedHbyHtzetimibeVHJournaliofiPediatricsTH2017THYggTHYhgUaXcVeY3.6 5

176 tffectHofHezetimibeHonHlowUHandHhighUdensityHlipoproteinHsubclassesHinHsitosterolemiaVH
AtherosclerosisTH2017THaeXTHafUbb 3.1 5

175  ormalHxαHisHpossibleHinHSmithU~emliUOpitzHsyndromeVHAmericaniJournaliofiMedicaliGeneticswiPartiATH
2017THYfbTHaXhfUaYXX 2.5 5

174
–aternalHprepregnancyHbodyHmassHindexHandHoffspringHattentionUdeficitWhyperactivityHdisorderiH
a´ quasiUexperimentalHsiblingUcomparisonTHpopulationUbasedHdesignVHJournaliofiChildiPsychologyiandi
PsychiatryiandiAlliediDisciplinesTH2017THdgTHacXUacf

7.9 19

173 tpidemiologyTHdiagnosisTHandHtreatmentHofHcerebrotendinousHxanthomatosisHPrTXQVHJournaliofi
InheritediMetaboliciDiseaseTH2017THcXTHffYUfgY 5.4 77

172 resareanHdeliveryHisHnotHassociatedHwithHdecreasedHatUbirthHfractureHratesHinHosteogenesisH
imperfectaVHGeneticsiiniMedicineTH2016THYgTHdfXUe 8.1 27

171 SitosterolemiaHΔresentingHasHΔseudohomozygousHuamilialHwypercholesterolemiaVHClinicaliMedicinei
andiResearchTH2016THYcTHYXbUg 1.4 10

170 qisphosphonateHtherapyHforHosteogenesisHimperfectaVHTheiCochraneiLibraryTH2016THYXTHrsXXdXgg 5.2 72

169 pHΔilotHStudyHofHtheHpssociationHofH–arkersHofHrholesterolHSynthesisHwithHsisturbedHSleepHinH
SmithU~emliUOpitzHSyndromeVHJournaliofiDevelopmentaliandiBehavioraliPediatricsTH2016THbfTHcacUbX 2.4 4

168 xnbornHtrrorsHofH–etabolismHP–etabolicHsisordersQVHPediatricsiiniReviewTH2016THbfTHbUYdjHquizHYeUfTHcf 1.1 22

167 rlinicalHcourseHofHslyHsyndromeHPmucopolysaccharidosisHtypeHVxxQVHJournaliofiMedicaliGeneticsTH2016TH
dbTHcXbUYg 5.8 103

166 pHlongitudinalHstudyHofHemotionalHadjustmentTHqualityHofHlifeHandHadaptiveHfunctionHinHattenuatedH
–ΔSHxxVHMoleculariGeneticsiandiMetabolismiReportsTH2016THfTHbaUh 1.8 23

165
UpdateHonHnewbornHdriedHbloodspotHtestingHforHcerebrotendinousHxanthomatosisiHpnHavailableH
highUthroughputHliquidUchromatographyHtandemHmassHspectrometryHmethodVHMoleculariGeneticsi
andiMetabolismiReportsTH2016THfTHYYUd

1.8 16

(2016-2018)
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164 veneticsHofHfamilialHhypercholesterolemiaVHCurrentiAtherosclerosisiReportsTH2015THYfTHchY 6 58

163 rognitiveTHmedicalTHandHneuroimagingHcharacteristicsHofHattenuatedHmucopolysaccharidosisHtypeHxxVH
MoleculariGeneticsiandiMetabolismTH2015THYYcTHYfXUf 3.7 34

162  eurocognitionHacrossHtheHspectrumHofHmucopolysaccharidosisHtypeHxiHpgeTHseverityTHandHtreatmentVH
MoleculariGeneticsiandiMetabolismTH2015THYYeTHeYUg 3.7 48

161 ΔrevalenceHestimationHforHmonogenicHautosomalHrecessiveHdiseasesHusingHpopulationUbasedHgeneticH
dataVHHumaniGeneticsTH2015THYbcTHedhUeh 6.3 12

160 pHcrossUsectionalHmulticenterHstudyHofHosteogenesisHimperfectaHinH orthHpmericaHUHresultsHfromHtheH
linkedHclinicalHresearchHcentersVHClinicaliGeneticsTH2015THgfTHYbbUcX 4 45

159 ΔrolongedHexposureHtoHhighHandHvariableHphenylalanineHlevelsHoverHtheHlifetimeHpredictsHbrainHwhiteH
matterHintegrityHinHchildrenHwithHphenylketonuriaVHMoleculariGeneticsiandiMetabolismTH2015THYYcTHYhUac 3.7 26

158 tzetimibeHreducesHplantHsterolHaccumulationHandHfavorablyHincreasesHplateletHcountHinH
sitosterolemiaVHJournaliofiPediatricsTH2015THYeeTHYadUbY 3.6 29

157 rhallengesHtoHbreastfeedingHinfantsHwithHphenylketonuriaVHJournaliofiPediatriciNursingTH2015THbXTHaYhUae2.2 6

156 rommitmentHtoHqreastfeedingHinHtheHrontextHofHΔhenylketonuriaVHJOGNNixiJournaliofiObstetricwi
GynecologicwiandiNeonataliNursingTH2015THccTHfaeUbe 1.2 4

155 ppparentHunderdiagnosisHofHrerebrotendinousHXanthomatosisHrevealedHbyHanalysisHofH~eXTXXXH
humanHexomesVHMoleculariGeneticsiandiMetabolismTH2015THYYeTHahgUbXc 3.7 56

154 –ultiUdomainHimpactHofHelosufaseHalfaHinH–orquioHpHsyndromeHinHtheHpivotalHphaseHxxxHtrialVHMoleculari
GeneticsiandiMetabolismTH2015THYYcTHYfgUgd 3.7 57

153
pnalysisHofHhedgehogHsignalingHinHcerebellarHgranuleHcellHprecursorsHinHaHconditionalH sdhlHalleleH
demonstratesHanHessentialHroleHforHcholesterolHinHpostnatalHr SHdevelopmentVHHumaniMoleculari
GeneticsTH2015THacTHagXgUad

5.6 25

152 ueedingHimpairmentsHassociatedHwithHplasmaHsterolsHinHSmithU~emliUOpitzHsyndromeVHJournaliofi
PediatricsTH2014THYedTHgbeUcYVeY 3.6 6

151 VariabilityHinHphenylalanineHcontrolHpredictsHxαHandHexecutiveHabilitiesHinHchildrenHwithH
phenylketonuriaVHMoleculariGeneticsiandiMetabolismTH2014THYYYTHccdUdY 3.7 41

150 pHUSHperspectiveHonHnewbornHscreeningiHaHpowerfulHtoolHforHpreventionVHExpertiOpinionioniOrphani
DrugsTH2014THaTHYYdYUYYdf 1.1

149 qisphosphonateHtherapyHforHosteogenesisHimperfectaVHCochraneiDatabaseiofiSystematiciReviewsTH
2014THrsXXdXgg 71

148 tlevatedHputophagyHandH–itochondrialHsysfunctionHinHtheHSmithU~emliUOpitzHSyndromeVHMoleculari
GeneticsiandiMetabolismiReportsTH2014THYTHcbYUcca 1.8 12

147 qreastfeedingHinfantsHwithHphenylketonuriaHinHtheHUnitedHStatesHandHranadaVHBreastfeedingi
MedicineTH2014THhTHYcaUg 2.1 9
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146 SharedHfamilialHtransmissionHofHautismHspectrumHandHattentionUdeficitWhyperactivityHdisordersVH
JournaliofiChildiPsychologyiandiPsychiatryiandiAlliediDisciplinesTH2014THddTHgYhUaf 7.9 58

145 pHbloodHtestHforHcerebrotendinousHxanthomatosisHwithHpotentialHforHdiseaseHdetectionHinHnewbornsVH
JournaliofiLipidiResearchTH2014THddTHYceUdc 6.3 27

144 pHusefulHmultiUanalyteHbloodHtestHforHcerebrotendinousHxanthomatosisVHClinicaliBiochemistryTH2014TH
cfTHgeXUb 3.5 14

143 ppolipoproteinHtUlowHdensityHlipoproteinHreceptorHinteractionHaffectsHspatialHmemoryHretentionHandH
brainHppotHlevelsHinHanHisoformUdependentHmannerVHNeurobiologyiofiDiseaseTH2014THecTHYdXUea 7.5 44

142 γeducingHcirculatingHlevelsHofHplantHsterolsHbyHezetimibeHfavorablyHincreasesHplateletHcountsHinH
sitosterolemiaHpatientsHPYYfVfQVHFASEBiJournalTH2014THagTHYYfVf 0.9

141 γisedronateHinHchildrenHwithHosteogenesisHimperfectaiHaHrandomisedTHdoubleUblindTH
placeboUcontrolledHtrialVHLancetwiTheTH2013THbgaTHYcacUba 40 129

140 sesignTHbaselineHcharacteristicsTHandHearlyHfindingsHofHtheH–ΔSHVxHPmucopolysaccharidosisHVxQHrlinicalH
SurveillanceHΔrogramHPrSΔQVHJournaliofiInheritediMetaboliciDiseaseTH2013THbeTHbfbUgc 5.4 43

139 SterolHmetabolismHdisordersHandHneurodevelopmentUanHupdateVHDevelopmentaliDisabilitiesiResearchi
ReviewsTH2013THYfTHYhfUaYX 62

138 txecutiveHresponseHmonitoringHandHinhibitoryHcontrolHinHchildrenHwithHphenylketonuriaiHeffectsHofH
expectancyVHDevelopmentaliNeuropsychologyTH2013THbgTHYbhUda 1.8 6

137 rentralHnervousHsystemHstemHcellHtransplantationHforHchildrenHwithHneuronalHceroidHlipofuscinosisVH
JournaliofiNeurosurgery:iPediatricsTH2013THYYTHecbUda 2.1 100

136 rhallengingHbehaviorHinHSmithU~emliUOpitzHsyndromeiHinitialHtestHofHbiobehavioralHinfluencesVH
CognitiveiandiBehavioraliNeurologyTH2013THaeTHabUh 1.6 7

135 pssaysHofHplasmaHdehydrocholesterylHestersHandHoxysterolsHfromHSmithU~emliUOpitzHsyndromeH
patientsVHJournaliofiLipidiResearchTH2013THdcTHaccUdb 6.3 29

134
–utationsHinHuzqΔYXTHwhichHresultHinHqruckHsyndromeHandHrecessiveHformsHofHosteogenesisH
imperfectaTHinhibitHtheHhydroxylationHofHtelopeptideHlysinesHinHboneHcollagenVHHumaniMoleculari
GeneticsTH2013THaaTHYUYf

5.6 117

133 –utationsHinH˛‡HadducinHareHassociatedHwithHinheritedHcerebralHpalsyVHAnnalsiofiNeurologyTH2013THfcTHgXdUYc9.4 35

132 rhangesHinHplasmaHandHurineHglobotriaosylceramideHlevelsHdoHnotHpredictHuabryHdiseaseHprogressionH
overHYHyearHofHagalsidaseHalfaVHGeneticsiiniMedicineTH2013THYdTHhgbUh 8.1 15

131 Δwt OTYΔxrHVpγxpqx~xTYHx Hx sxVxsUp~SHWxTwHTYΔtHVHOSTtOvt tSxSHx–ΔtγutrTpHWxTwH
xst Txrp~HxuxT–dH–UTpTxO SH2013THYTHbfUca 7

130 ΔlantHsterolHwholeHbodyHpoolHsizeHinHsitosterolemiaHisHmodulatedHbyHezetimibeVHFASEBiJournalTH2013TH
afTHbfbVa 0.9

129 ΔrocessingHspeedHandHexecutiveHabilitiesHinHchildrenHwithHphenylketonuriaVHNeuropsychologyTH2012TH
aeTHfbdUcb 3.8 22

(2012-2014)
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128 TreatmentHofHSmithU~emliUOpitzHsyndromeHandHotherHsterolHdisordersVHAmericaniJournaliofiMedicali
GeneticswiPartiC:iSeminarsiiniMedicaliGeneticsTH2012THYeXrTHagdUhc 3.1 45

127  oHevidenceHforHmevalonateHshuntingHinHmoderatelyHaffectedHchildrenHwithHSmithU~emliUOpitzH
syndromeVHJournaliofiInheritediMetaboliciDiseaseTH2012THbdTHgdhUeh 5.4 11

126
tvaluationHofHmiglustatHasHmaintenanceHtherapyHafterHenzymeHtherapyHinHadultsHwithHstableHtypeHYH
vaucherHdiseaseiHaHprospectiveTHopenUlabelHnonUinferiorityHstudyVHOrphanetiJournaliofiRareiDiseasesTH
2012THfTHYXa

4.2 38

125 pssessmentHofHwholeHbodyHcholesterolHpoolHsizeHinHSmithU~emliUHOpitzHsyndromeHchildrenHusingH
liquidHchromatographyHtandemHmassHspectrometryVHFASEBiJournalTH2012THaeTHacaVY 0.9

124 γesearchHchallengesHinHcentralHnervousHsystemHmanifestationsHofHinbornHerrorsHofHmetabolismVH
MoleculariGeneticsiandiMetabolismTH2011THYXaTHbaeUbg 3.7 17

123 plterationsHinHmembraneHcaveolaeHandHqzraHchannelHactivityHinHskinHfibroblastsHinH
SmithU~emliUOpitzHsyndromeVHMoleculariGeneticsiandiMetabolismTH2011THYXcTHbceUdd 3.7 13

122 rerebrotendinousHxanthomatosisiHaHtreatableHdiseaseHwithHjuvenileHcataractsHasHaHpresentingHsignVH
JAMAiOphthalmologyTH2011THYahTHYXgfUg 14

121 txecutiveHstrategicHprocessingHduringHverbalHfluencyHperformanceHinHchildrenHwithHphenylketonuriaVH
ChildiNeuropsychologyTH2011THYfTHYXdUYf 2.7 20

120
ΔrofilingHsterolsHinHcerebrotendinousHxanthomatosisiHutilityHofHvirardHderivatizationHandHhighH
resolutionHexactHmassH~rUtSxU–SPnQHanalysisVHJournaliofiChromatographyiB:iAnalyticaliTechnologiesiini
theiBiomedicaliandiLifeiSciencesTH2011THgfhTHYbgcUha

3.2 31

119 JxOmHfinejHxOmHjustHwaitingHforHmyHdiseaseJiHtheHnewHandHgrowingHclassHofHpresymptomaticHpatientsVH
NeurologyTH2011THffTHdaaUb 6.5 33

118 –utationsHinHΔΔxqHPcyclophilinHqQHdelayHtypeHxHprocollagenHchainHassociationHandHresultHinHperinatalH
lethalHtoHmoderateHosteogenesisHimperfectaHphenotypesVHHumaniMoleculariGeneticsTH2011THaXTHYdhdUeXh5.6 102

117 plendronateHforHtheHtreatmentHofHpediatricHosteogenesisHimperfectaiHaHrandomizedH
placeboUcontrolledHstudyVHJournaliofiClinicaliEndocrinologyiandiMetabolismTH2011THheTHbddUec 5.6 157

116 SmithU~emliUOpitzHsyndromeVHExpertiReviewsiiniMoleculariMedicineTH2011THYbTHeac 6.7 62

115 ΔerinatalHonsetHmevalonateHkinaseHdeficiencyVHPediatriciandiDevelopmentaliPathologyTH2011THYcTHbXYUe 2.2 10

114
rlinicalHutilityHofHenduranceHmeasuresHforHevaluationHofHtreatmentHinHpatientsHwithH
mucopolysaccharidosisHVxHP–aroteauxU~amyHsyndromeQVHJournaliofiPediatriciRehabilitationiMedicineTH
2010THbTHYYhUaf

1.4 12

113 tSxU–SW–SHquantificationHofHfalphaUhydroxyUcUcholestenUbUoneHfacilitatesHrapidTHconvenientH
diagnosticHtestingHforHcerebrotendinousHxanthomatosisVHClinicaiChimicaiActaTH2010THcYYTHcbUg 6.2 27

112
pgeUrelatedHdeclineHinHtheHmicrostructuralHintegrityHofHwhiteHmatterHinHchildrenHwithHearlyUHandH
continuouslyUtreatedHΔzUiHaHsTxHstudyHofHtheHcorpusHcallosumVHMoleculariGeneticsiandiMetabolismTH
2010THhhHSupplHYTHScYUe

3.7 29

111 TheHeffectsHofHsterolHstructureHuponHsterolHesterificationVHAtherosclerosisTH2010THaXgTHYddUeX 3.1 22
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110 xmportanceHofHsurgicalHhistoryHinHdiagnosingHmucopolysaccharidosisHtypeHxxHPwunterHsyndromeQiHdataH
fromHtheHwunterHOutcomeHSurveyVHGeneticsiiniMedicineTH2010THYaTHgYeUaa 8.1 52

109 wypomorphicHtemperatureUsensitiveHallelesHofH Ssw~HcauseHrzHsyndromeVHAmericaniJournaliofi
HumaniGeneticsTH2010THgfTHhXdUYc 11 46

108
tnzymeHreplacementHtherapyHforHmucopolysaccharidosisHVxiHevaluationHofHlongUtermHpulmonaryH
functionHinHpatientsHtreatedHwithHrecombinantHhumanH UacetylgalactosamineHcUsulfataseVHJournaliofi
InheritediMetaboliciDiseaseTH2010THbbTHdYUeX

5.4 66

107
tnzymeHreplacementHtherapyHforHmucopolysaccharidosisHVxiHvrowthHandHpubertalHdevelopmentHinH
patientsHtreatedHwithHrecombinantHhumanH UacetylgalactosamineHcUsulfataseVHJournaliofiPediatrici
RehabilitationiMedicineTH2010THbTHghUYXX

1.4 50

106 tffectsHofHdietaryHcholesterolHandHsimvastatinHonHcholesterolHsynthesisHinHSmithU~emliUOpitzH
syndromeVHPediatriciResearchTH2009THedTHegYUd 3.2 35

105
SmithU~emliUOpitzHsyndromeHandHinbornHerrorsHofHcholesterolHsynthesisiHsummaryHofHtheHaXXfH
S~OWγSwHuoundationHscientificHconferenceHsponsoredHbyHtheH ationalHxnstitutesHofHwealthVHGeneticsi
iniMedicineTH2009THYYTHbdhUec

8.1 10

104
rommentaryHoniHJ ewbornHscreeningHforHzrabbeHsiseaseiHtheH ewHYorkHstateHmodelJHandHJtheH
longUtermHoutcomesHofHpresymptomaticHinfantsHtransplantedHforHzrabbeHdiseaseVHpHreportHofHtheH
workshopHheldHonHyulyHYYHandHYaTHaXXgTHwolidayHValleyTH ewHYorkJVHGeneticsiiniMedicineTH2009THYYTHcYYUb

8.1 11

103 OsteogenesisHimperfectaiHrecentHfindingsHshedHnewHlightHonHthisHonceHwellUunderstoodHconditionVH
GeneticsiiniMedicineTH2009THYYTHbfdUgd 8.1 113

102 pgalsidaseHalfaHandHkidneyHdysfunctionHinHuabryHdiseaseVHJournaliofitheiAmericaniSocietyiofi
Nephrology:iJASNTH2009THaXTHYYbaUh 12.7 127

101 ΔlasmaHplantHsterolHlevelsHdoHnotHreflectHcholesterolHabsorptionHinHchildrenHwithHSmithU~emliUOpitzH
syndromeVHJournaliofiPediatricsTH2009THYdcTHddfUdeYVeY 3.6 5

100  ewbornHScreeningHforHzrabbeHsiseaseiHtheH ewHYorkHStateH–odelVHPediatriciNeurologyTH2009THcXTHadbUadd2.9 26

99 γesponseHmonitoringHinHchildrenHwithHphenylketonuriaVHNeuropsychologyTH2009THabTHYbXUc 3.8 19

98 TheHroleHofHevidenceUbasedHmedicineHandHclinicalHtrialsHinHrareHgeneticHdisordersVHClinicaliGeneticsTH
2008THfcTHYhfUaXf 4 15

97 tnhancedHplacentalHcholesterolHeffluxHbyHfetalHws~HinHSmithU~emliUOpitzHsyndromeVHMoleculari
GeneticsiandiMetabolismTH2008THhcTHacXUf 3.7 15

96
~ongUtermHfollowUupHofHenduranceHandHsafetyHoutcomesHduringHenzymeHreplacementHtherapyHforH
mucopolysaccharidosisHVxiHuinalHresultsHofHthreeHclinicalHstudiesHofHrecombinantHhumanH
 UacetylgalactosamineHcUsulfataseVHMoleculariGeneticsiandiMetabolismTH2008THhcTHcehUcfd

3.7 181

95 qisphosphonateHtherapyHforHosteogenesisHimperfectaVHCochraneiDatabaseiofiSystematiciReviewsTH
2008THrsXXdXgg 77

94 StemHcellUmediatedHregenerationHofHtheHintervertebralHdisciHcellularHandHmolecularHchallengeVH
NeurosurgicaliFocusTH2008THacTHtaY 4.2 20

93 rellularHtherapyHforHchildhoodHneurodegenerativeHdiseaseVHΔartHxxiHclinicalHtrialHdesignHandH
implementationVHNeurosurgicaliFocusTH2008THacTHtab 4.2 18

(2008-2010)
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92 rellularHtherapyHforHchildhoodHneurodegenerativeHdiseaseVHΔartHxiHrationaleHandHpreclinicalHstudiesVH
NeurosurgicaliFocusTH2008THacTHtaa 4.2 18

91 rorrelatesHofHlanguageHimpairmentHinHchildrenHwithHgalactosaemiaVHJournaliofiInheritediMetabolici
DiseaseTH2008THbYTHdacUba 5.4 49

90
~iquidHchromatographyUtandemHmassHspectrometryHdeterminationHofHplasmaH
acSUhydroxycholesterolHwithHchromatographicHseparationHofHadUhydroxycholesterolVHAnalyticali
BiochemistryTH2008THbgYTHYdYUb

3.1 40

89 ScreeningHandHtreatmentHforHlipidHdisordersHinHchildrenHandHadolescentsiHsystematicHevidenceHreviewH
forHtheHUSHΔreventiveHServicesHTaskHuorceVHPediatricsTH2007THYaXTHeYghUaYc 7.4 123

88 seletionHofHaHsingleHmevalonateHkinaseHP–vkQHalleleHyieldsHaHmurineHmodelHofHhyperUxgsHsyndromeVH
JournaliofiInheritediMetaboliciDiseaseTH2007THbXTHgggUhd 5.4 33

87 tffectsHofHdietaryHcholesterolHandHsimvastatinHonHcholesterolHabsorptionHandHsynthesisHPrpSQHinH
SmithU~emliUOpitzHsyndromeHPS~OSQVHFASEBiJournalTH2007THaYTHpbcX 0.9 1

86 TheHnearHuniversalHpresenceHofHautismHspectrumHdisordersHinHchildrenHwithHSmithU~emliUOpitzH
syndromeVHAmericaniJournaliofiMedicaliGeneticswiPartiATH2006THYcXTHYdYYUg 2.5 139

85  ewbornHscreeningiHtowardHaHuniformHscreeningHpanelHandHsystemUUexecutiveHsummaryVHPediatricsTH
2006THYYfTHSaheUbXf 7.4 293

84 xnhibitoryHcontrolHinHchildrenHwithHphenylketonuriaVHDevelopmentaliNeuropsychologyTH2006THbXTHgcdUec 1.8 37

83 xncreasedHnonsterolHisoprenoidsTHdolicholHandHubiquinoneTHinHtheHSmithU~emliUOpitzHsyndromeiH
effectsHofHdietaryHcholesterolVHJournaliofiLipidiResearchTH2006THcfTHafghUhg 6.3 10

82 pHmembraneHdefectHinHtheHpathogenesisHofHtheHSmithU~emliUOpitzHsyndromeVHJournaliofiLipidi
ResearchTH2006THcfTHYbcUcb 6.3 47

81 ΔompeHdiseaseHdiagnosisHandHmanagementHguidelineVHGeneticsiiniMedicineTH2006THgTHaefUgg 8.1 376

80 γhabdomyolysisHinHtheHmilitaryiHrecognizingHlateUonsetHveryHlongUchainHacylHroUpHdehydrogenaseH
deficiencyVHMilitaryiMedicineTH2006THYfYTHedfUg 1.3 21

79 ShortWbranchedUchainHacylUropHdehydrogenaseHdeficiencyHdueHtoHanHxVSbSbpmvHmutationHthatH
causesHexonHskippingVHHumaniGeneticsTH2006THYYgTHegXUhX 6.3 31

78 rlinicalHprofileHofHaHmaleHwithHγettHsyndromeVHBrainiandiDevelopmentTH2005THafHSupplHYTHSehUSfY 2.2 31

77 tvidenceHbasedHmedicineHinHinbornHerrorsHofHmetabolismiHisHthereHanyHandHhowHtoHfindHitVHAmericani
JournaliofiMedicaliGeneticswiPartiATH2005THYbcpTHYhaUf 2.5 15

76 SkeletalHchangesHinHepidermalHnevusHsyndromeiHdoesHfocalHboneHdiseaseHharborHcluesHconcerningH
pathogenesisnVHAmericaniJournaliofiMedicaliGeneticswiPartiATH2005THYbhpTHefUff 2.5 38

75 xntestinalHabsorptionHofHcholesterolHbyHpatientsHwithHSmithU~emliUOpitzHsyndromeVHPediatrici
ResearchTH2005THdfTHfedUfX 3.2 10
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74 swrγfHnonsenseHmutationsHandHcharacterisationHofHmγ pHnonsenseHmediatedHdecayHinH
SmithU~emliUOpitzHsyndromeVHJournaliofiMedicaliGeneticsTH2005THcaTHbdXUf 5.8 32

73 ~ysosomalHStorageHsisordersH2005THYXXfUYXYa

72 siagnosisHandHTreatmentHofHrhildrenHwithHSuspectedH–etabolicHsiseaseH2005THYgeeUYgfd 1

71 xronHstatusHofHchildrenHwithHphenylketonuriaHundergoingHnutritionHtherapyHassessedHbyHtransferrinH
receptorsVHGeneticsiiniMedicineTH2004THeTHheUYXY 8.1 23

70 rholesterolHmetabolismHandHsuicidalityHinHSmithU~emliUOpitzHsyndromeHcarriersVHAmericaniJournaliofi
PsychiatryTH2004THYeYTHaYabUe 11.9 33

69 tffectsHofHdietaryHcholesterolHonHplasmaHlipoproteinsHinHSmithU~emliUOpitzHsyndromeVHPediatrici
ResearchTH2004THdeTHfaeUba 3.2 21

68
SevereHsubacuteHv–aHgangliosidosisHcausedHbyHanHapparentlyHsilentHwtXpHmutationHPVbacVQHthatH
resultsHinHaberrantHsplicingHandHreducedHwtXpHmγ pVHAmericaniJournaliofiMedicaliGeneticsiPartiATH
2004THYafpTHYdgUee

10

67 pscorbateHdecreasesHuabryHcerebralHhyperperfusionHsuggestingHaHreactiveHoxygenHspeciesH
abnormalityiHanHarterialHspinHtaggingHstudyVHJournaliofiMagneticiResonanceiImagingTH2004THaXTHefcUgb 5.6 61

66 ~oweredHswrγfHactivityHmeasuredHbyHergosterolHconversionHinHmultipleHcellHtypesHinH
SmithU~emliUOpitzHsyndromeVHMoleculariGeneticsiandiMetabolismTH2004THgbTHYfdUgb 3.7 6

65 rholesterolHsupplementationHdoesHnotHimproveHdevelopmentalHprogressHinHSmithU~emliUOpitzH
syndromeVHJournaliofiPediatricsTH2004THYccTHfgbUhY 3.6 30

64 tnzymeHreplacementHtherapyHinHmucopolysaccharidosisHVxHP–aroteauxU~amyHsyndromeQVHJournaliofi
PediatricsTH2004THYccTHdfcUgX 3.6 235

63 TandemHmassHspectrometryHinHnewbornHscreeningiHaHprimerHforHneonatalHandHperinatalHnursesVH
JournaliofiPerinataliandiNeonataliNursingTH2004THYgTHcYUdgjHquizHdhUeX 1.5 24

62 γemarkableHimprovementHinHadultH~eighHsyndromeHwithHpartialHcytochromeHcHoxidaseHdeficiencyVH
NeurologyTH2003THeXTHgedUg 6.5 35

61  otHsoHrareiHerrorsHofHmetabolismHduringHtheHneonatalHperiodVHNewborniandiInfantiNursingiReviewsTH
2003THbTHYcbUYdd 3

60  utrientHintakesHandHphysicalHgrowthHofHchildrenHwithHphenylketonuriaHundergoingHnutritionH
therapyVHJournaliofitheiAmericaniDieteticiAssociationTH2003THYXbTHYYefUfb 60

59 txpandingHtheHlimitsHofHtheHurynsHsyndromeVHAmericaniJournaliofiMedicaliGeneticsiPartiATH2003TH
YaapTHghUhX

58 ΔotentialHforHmisdiagnosisHdueHtoHlackHofHmetabolicHderangementHinHcombinedHmethylmalonicH
aciduriaWhyperhomocysteinemiaHPcblrQHinHtheHneonateVHJournaliofiPerinatologyTH2003THabTHbgcUe 3.1 15

57 –etabolicHdiseaseHandHsuddenHunexpectedHdeathVHJournaliofiPediatricsTH2003THYcaTHbdfjHauthorHreplyHbdf 3.6
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56 xmprovedHgrowthHandHnutritionHstatusHinHchildrenHwithHmethylmalonicHorHpropionicHacidemiaHfedHanH
elementalHmedicalHfoodVHMoleculariGeneticsiandiMetabolismTH2003THgXTHYgYUg 3.7 44

55 –issenseHmutationsHinHrγt~sYHareHassociatedHwithHcardiacHatrioventricularHseptalHdefectsVHAmericani
JournaliofiHumaniGeneticsTH2003THfaTHYXcfUda 11 163

54 rombinationHofHdiaphragmaticHeventrationHandHmicrophthalmiaWanophthalmiaHisHprobablyH
nonrandomVHAmericaniJournaliofiMedicaliGeneticsiPartiATH2002THYXgTHcdUdX 18

53
TwoHsiblingsHwithHearlyHonsetHfetalHakinesiaHdeformationHsequenceHandHhydranencephalyiHuurtherH
evidenceHforHautosomalHrecessiveHinheritanceHofHhydranencephalyTHfowlerHtypeVHAmericaniJournaliofi
MedicaliGeneticsiPartiATH2002THYXgTHcYUcc

24

52 uabryHdiseaseHinHgeneticHcounselingHpracticeiHrecommendationsHofHtheH ationalHSocietyHofHveneticH
rounselorsVHJournaliofiGeneticiCounselingTH2002THYYTHYaYUce 2.5 39

51
veneticHrounselingHandHScreeningHofHronsanguineousHrouplesHandHTheirHOffspringiH
γecommendationsHofHtheH ationalHSocietyHofHveneticHrounselorsVHJournaliofiGeneticiCounselingTH
2002THYYTHhfUYYh

2.5 127

50 ueedbackHinhibitionHofHtheHcholesterolHbiosyntheticHpathwayHinHpatientsHwithHSmithU~emliUOpitzH
syndromeHasHdemonstratedHbyHurinaryHmevalonateHexcretionVHJournaliofiLipidiResearchTH2002THcbTHYeeYUh 6.3 14

49 pgeUrelatedHworkingHmemoryHimpairmentsHinHchildrenHwithHprefrontalHdysfunctionHassociatedHwithH
phenylketonuriaVHJournaliofitheiInternationaliNeuropsychologicaliSocietyTH2002THgTHYUYY 3.1 30

48 pgeUrelatedHworkingHmemoryHimpairmentsHinHchildrenHwithHprefrontalHdysfunctionHassociatedHwithH
phenylketonuriaVHJournaliofitheiInternationaliNeuropsychologicaliSocietyTH2002THgTHYUYY 3.1 41

47 rlinicalHandHmolecularHfeaturesHofHcongenitalHdisorderHofHglycosylationHinHpatientsHwithHtypeHYH
sialotransferrinHpatternHandHdiverseHethnicHoriginsVHJournaliofiPediatricsTH2002THYcYTHehdUfXX 3.6 35

46 ΔostmortemHscreeningHforHfattyHacidHoxidationHdisordersHbyHanalysisHofHvuthrieHcardsHwithHtandemH
massHspectrometryHinHsuddenHunexpectedHdeathHinHinfancyVHJournaliofiPediatricsTH2002THYcYTHgbbUe 3.6 35

45 rholesterolHstorageHdefectHinHγSwWSmithU~emliUOpitzHsyndromeHfibroblastsVHMoleculariGeneticsiandi
MetabolismTH2002THfdTHbadUbc 3.7 38

44 pgeUrelatedHworkingHmemoryHimpairmentsHinHchildrenHwithHprefrontalHdysfunctionHassociatedHwithH
phenylketonuriaVHJournaliofitheiInternationaliNeuropsychologicaliSocietyTH2002THgTHYUYY 3.1 25

43 seficitsHinHmemoryHstrategyHuseHrelatedHtoHprefrontalHdysfunctionHduringHearlyHdevelopmentiH
tvidenceHfromHchildrenHwithHphenylketonuriaVVHNeuropsychologyTH2001THYdTHaaYUaah 3.8 73

42 qiochemicalTHphenotypicHandHneurophysiologicalHcharacterizationHofHaHgeneticHmouseHmodelHofH
γSwWSmithUU~emliUUOpitzHsyndromeVHHumaniMoleculariGeneticsTH2001THYXTHdddUec 5.6 129

41 rarrierHfrequencyHofHtheHcommonHmutationHxVSgUYvmrHinHswrγfHandHestimateHofHtheHexpectedH
incidenceHofHSmithU~emliUOpitzHsyndromeVHMoleculariGeneticsiandiMetabolismTH2001THfaTHefUfY 3.7 72

40 OphthalmicHdropsHcausingHcomaHinHanHinfantVHJournaliofiPediatricsTH2001THYbgTHccYUb 3.6 58

39 ronsensusHstatementHfromHaHconferenceHforHtheHmanagementHofHpatientsHwithHureaHcycleHdisordersVH
JournaliofiPediatricsTH2001THYbgTHSYUd 3.6 41
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38 ~aboratoryHevaluationHofHureaHcycleHdisordersVHJournaliofiPediatricsTH2001THYbgTHSaYUh 3.6 44

37 ~ongUtermHmanagementHofHpatientsHwithHureaHcycleHdisordersVHJournaliofiPediatricsTH2001THYbgTH
SdeUeXjHdiscussionHSeXUY 3.6 50

36 seficitsHinHmemoryHstrategyHuseHrelatedHtoHprefrontalHdysfunctionHduringHearlyHdevelopmentiH
evidenceHfromHchildrenHwithHphenylketonuriaVHNeuropsychologyTH2001THYdTHaaYUh 3.8 22

35 SmithU~emliUOpitzHSyndromeH2000THYXTHbXXUbYb 2

34 uetalHdemiseHwithHSmithâ��~emliâ��OpitzHsyndromeHconfirmedHbyHtissueHsterolHanalysisHandHtheHabsenceH
ofHmeasurableHfUdehydrocholesterolH˛�fUreductaseHactivityHinHchorionicHvilliH2000THaXTHabgUacX 22

33
rholesterolHsupplementationHwithHeggHyolkHincreasesHplasmaHcholesterolHandHdecreasesHplasmaH
fUdehydrocholesterolHinHSmithU~emliUOpitzHsyndromeVHAmericaniJournaliofiMedicaliGeneticsiPartiATH
2000THhbTHbeXUd

49

32
–utationHanalysisHandHdescriptionHofHsixteenHγSwWSmithU~emliUOpitzHsyndromeHpatientsiH
ΔolymeraseHchainHreactionâ��basedHassaysHtoHsimplifyHgenotypingVHAmericaniJournaliofiMedicali
GeneticsiPartiATH2000THhcTHaYcUaaf

56

31 xncreasedHurineHheparanHandHchondroitinHsulphateHexcretionHinHpatientsHwithHosteopetrosisVHJournali
ofiInheritediMetaboliciDiseaseTH2000THabTHggUhX 5.4 5

30 uructoseUYTeUdiphosphataseHdeficiencyHandHglyceroluriaiHoneHpossibleHetiologyHforHvxSVHMoleculari
GeneticsiandiMetabolismTH2000THehTHbbgUcX 3.7 8

29 SmithU~emliUOpitzHsyndromeiHtheHfirstHmalformationHsyndromeHassociatedHwithHdefectiveH
cholesterolHsynthesisVHMoleculariGeneticsiandiMetabolismTH2000THfYTHYdcUea 3.7 42

28 γiskHfactorsHforHprematureHovarianHfailureHinHfemalesHwithHgalactosemiaVHJournaliofiPediatricsTH2000TH
YbfTHgbbUcY 3.6 84

27 xnterhemisphericHinteractionHduringHchildhoodiHxxVHrhildrenHwithHearlyUtreatedHphenylketonuriaVH
DevelopmentaliNeuropsychologyTH2000THYgTHdbUfY 1.8 32

26 aU–ethylbutyrylUcoenzymeHpHdehydrogenaseHdeficiencyiHaHnewHinbornHerrorHofH~UisoleucineH
metabolismVHPediatriciResearchTH2000THcfTHgbXUb 3.2 79

25 SterolHbalanceHinHtheHSmithU~emliUOpitzHsyndromeiHreductionHinHwholeHbodyHcholesterolHsynthesisH
andHnormalHbileHacidHproductionVHJournaliofiLipidiResearchTH2000THcYTHYcbfUYccf 6.3 44

24 uetalHdemiseHwithHSmithâ��~emliâ��OpitzHsyndromeHconfirmedHbyHtissueHsterolHanalysisHandHtheHabsenceH
ofHmeasurableHfUdehydrocholesterolH˛�fUreductaseHactivityHinHchorionicHvilliH2000THaXTHabg 1

23 –utationHanalysisHandHdescriptionHofHsixteenHγSwWSmithU~emliUOpitzHsyndromeHpatientsiH
ΔolymeraseHchainHreactionâ��basedHassaysHtoHsimplifyHgenotypingH2000THhcTHaYc 1

22
uetalHdemiseHwithHSmithU~emliUOpitzHsyndromeHconfirmedHbyHtissueHsterolHanalysisHandHtheHabsenceH
ofHmeasurableHfUdehydrocholesterolHseltaPfQUreductaseHactivityHinHchorionicHvilliVHPrenataliDiagnosisTH
2000THaXTHabgUcX

3.2 10

21 SterolHbalanceHinHtheHSmithU~emliUOpitzHsyndromeVHγeductionHinHwholeHbodyHcholesterolHsynthesisH
andHnormalHbileHacidHproductionVHJournaliofiLipidiResearchTH2000THcYTHYcbfUcf 6.3 39
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20 pHsimpleHΔrγUbasedHassayHallowsHdetectionHofHaHcommonHmutationTHxVSgUYvUUmrTHinHswrγfHinH
SmithU~emliUOpitzHsyndromeVHGeneticiTestingiandiMoleculariBiomarkersTH1999THbTHbeYUb 10

19 TreatmentHofHpyruvateHcarboxylaseHdeficiencyHwithHhighHdosesHofHcitrateHandHaspartateVHAmericani
JournaliofiMedicaliGeneticsiPartiATH1999THgfTHbbYUg 38

18 ΔroteinHstatusHofHinfantsHwithHphenylketonuriaHundergoingHnutritionHmanagementVHJournaliofithei
AmericaniCollegeiofiNutritionTH1999THYgTHYXaUf 3.5 10

17 qilateralHradialHrayHhypoplasiaHwithHmultipleHepiphysealHdysplasiaH1998THffTHYgaUYgf 4

16 tyeHfindingsHinHgHchildrenHandHaHspontaneouslyHabortedHfetusHwithHγSwWSmithU~emliUOpitzH
syndromeVHAmericaniJournaliofiMedicaliGeneticsiPartiATH1998THgXTHdXYUd 22

15 –utationsHinHtheHhumanHsterolHdeltafUreductaseHgeneHatHYYqYaUYbHcauseHSmithU~emliUOpitzH
syndromeVHAmericaniJournaliofiHumaniGeneticsTH1998THebTHddUea 11 363

14 ShakenHbabyHsyndromeUUaHforensicHpediatricHresponseVHPediatricsTH1998THYXYTHbaYUb 7.4 23

13 qlackHchildrenHdeficientHinHgalactoseHYUphosphateHuridyltransferaseiHcorrelationHofHactivityHandH
immunoreactiveHproteinHinHerythrocytesHandHleukocytesVHJournaliofiPediatricsTH1997THYbXTHhfaUgX 3.6 15

12 StudiesHofHcollagenHsynthesisHandHstructureHinHtheHdifferentiationHofHchildHabuseHfromHosteogenesisH
imperfectaVHJournaliofiPediatricsTH1996THYagTHdcaUf 3.6 59

11  onketoticHhyperglycinemiaiHatypicalHclinicalHandHbiochemicalHmanifestationsVHJournaliofiPediatricsTH
1996THYagTHacbUe 3.6 47

10 pspYgfpsnHmutationHofHgelsolinHinHanHpmericanHkindredHwithHfamilialHamyloidosisTHuinnishHtypeHPupΔH
xVQVHHumaniGeneticsTH1995THhdTHbafUbX 6.3 19

9 rornealHabnormalitiesHinHaHmotherHandHdaughterHwithHfocalHdermalHhypoplasiaHPvoltzUvorlinH
syndromeQVHAmericaniJournaliofiOphthalmologyTH1995THYaXTHadeUg 4.9 10

8 wydropsHfetalisiHroleHofHtheHgeneticistVHSeminarsiiniPerinatologyTH1995THYhTHdYeUac 3.3 22

7 zlippelUTrenaunayUWeberHsyndromeHassociatedHwithHaHdiYYHbalancedHtranslocationVHAmericani
JournaliofiMedicaliGeneticsiPartiATH1995THdhTHchaUc 79

6 pHnovelHmutationHinHmediumHchainHacylUropHdehydrogenaseHcausesHsuddenHneonatalHdeathVHJournali
ofiClinicaliInvestigationTH1994THhcTHYcffUgb 15.9 36

5 putosomalHdominantHtransmissionHofHacrodysostosisVHClinicaliDysmorphologyTH1992THYTHaXYnnnaXe 0.9 12

4 OsteogenesisHimperfectaVHAnnualiReviewiofiMedicineTH1992THcbTHaehUga 17.4 223

3 xnHvitroHincubationHwithHinfluenzaHvirusHprimesHhumanHpolymorphonuclearHleukocyteHgenerationHofH
superoxideVHAmericaniJournaliofiRespiratoryiCelliandiMoleculariBiologyTH1991THcTHbcfUdc 5.7 21
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