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i Paper IF Citations

180 NoJyvidenceJThatJGlucosylsphingosineJ“sJaJviomarkerJforJParkinsonRsJxiseasenJStatisticalJ
xifferencesJxoJNotJNecessarilyJ“ndicateJviologicalJSignificancebbJMovementeDisordersWJ2022WJ 7 2

179 βysosomalJdysfunctionJinJneurodegenerationnJemergingJconceptsJandJmethodsbbJTrendseine
NeurosciencesWJ2022WJ 13.3 2

178 βysoa“PnJUncoveringJPathogenicJMechanismsJofJβysosomalJxysfunctionbJBiomoleculesWJ2022WJefWJjej 5.9 0

177 NeuropathologicalJzeaturesJofJGaucherJxiseaseJandJGaucherJxiseaseJwithJParkinsonismbJ
InternationaleJournaleofeMoleculareSciencesWJ2022WJfgWJilhf 6.3 0

176 “nvestigationJofJaJdysmorphicJfacialJphenotypeJinJpatientsJwithJGaucherJdiseaseJtypesJfJandJgbJ
MoleculareGeneticseandeMetabolismWJ2021WJeghWJfkhafld 3.7 1

175 wurrentJandJemergingJpharmacotherapyJforJGaucherJdiseaseJinJpediatricJpopulationsbJExperte
OpinioneonePharmacotherapyWJ2021WJffWJehlmaeidg 4 4

174 TheJRoleJofJyxosomesJinJβysosomalJStorageJxisordersbJBiomoleculesWJ2021WJeeWJ 5.9 5

173 GaucherJdiseaseJinJtheJwOV“xaemJpandemicJenvironmentnJTheJgoodWJtheJbadJandJtheJunknownbJ
MoleculareGeneticseandeMetabolismWJ2021WJegfWJfegafeh 3.7 3

172 NextaGenerationJSequencingJunalysisJofJnJTheJwhallengeJofJxetectingJwomplexJRecombinantJ
ullelesbJFrontierseineGeneticsWJ2021WJefWJjlhdjk 4.5 2

171 GaucherJxiseaseJandJHeartJzailureJofJUnknownJOriginbJAmericaneJournaleofeMedicineWJ2021WJeghWJkhiakhl2.4

170 GeneticsJprovidesJnewJindividualizedJtherapeuticJtargetsJforJParkinsonRsJdiseasebJNeurale
RegenerationeResearchWJ2021WJejWJmmhammi 4.5 1

169 xiagnosingJneuronopathicJGaucherJdiseasenJNewJconsiderationsJandJchallengesJinJassigningJ
GaucherJphenotypesbJMoleculareGeneticseandeMetabolismWJ2021WJegfWJhmail 3.7 6

168 GenomeJsequencingJanalysisJidentifiesJnewJlociJassociatedJwithJβewyJbodyJdementiaJandJprovidesJ
insightsJintoJitsJgeneticJarchitecturebJNatureeGeneticsWJ2021WJigWJfmhagdg 36.3 31

167 ProgressJinJgeneratingJiPSwaderivedJdopaminergicJneuronsJasJaccurateJmodelsJofJ
neurodegenerativeJdiseaseJ2021WJeleafdg

166 GaucherJdiseaseJandJSuRSawoVafJinfectionnJymergingJmanagementJchallengesbJMoleculareGeneticse
andeMetabolismWJ2020WJegdWJejhaejm 3.7 14

165 SmallJMoleculeJwhaperonesJforJtheJTreatmentJofJGaucherJxiseaseJandJaussociatedJParkinsonJ
xiseasebJFrontierseineCelleandeDevelopmentaleBiologyWJ2020WJlWJfke 5.7 14

164 βongitudinalJPositronJymissionJTomographyJofJxopamineJSynthesisJinJSubjectsJwithJGvueJ
MutationsbJAnnalseofeNeurologyWJ2020WJlkWJjifajik 9.4 3
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163 GlucocerebrosidaseJasJaJtherapeuticJtargetJforJParkinsonRsJdiseasebJExperteOpinioneoneTherapeutice
TargetsWJ2020WJfhWJflkafmh 6.4 12

162 SubstrateJreductionJtherapyJforJGvueaassociatedJParkinsonismnJureJweJbettingJonJtheJwrongJ
mousesbJMovementeDisordersWJ2020WJgiWJfflafgd 7 6

161 uJcharacterizationJofJGaucherJiPSaderivedJastrocytesnJPotentialJimplicationsJforJParkinsonRsJdiseasebJ
NeurobiologyeofeDiseaseWJ2020WJeghWJedhjhk 7.5 32

160 wlinicalJevaluationJofJsiblingJpairsJwithJgaucherJdiseaseJdiscordantJforJparkinsonismbJMovemente
DisordersWJ2020WJgiWJgimagji 7 6

159 WhiteJvitreousJopacitiesJinJfiveJpatientsJwithJGaucherJdiseaseJtypeJgbJAmericaneJournaleofeMedicale
GeneticsseParteAWJ2020WJelfWJldlalef 2.5 1

158 ProacathepsinJxWJProsaposinWJandJProgranulinnJβysosomalJNetworksJinJParkinsonismbJTrendseine
MoleculareMedicineWJ2020WJfjWJmegamfg 11.5 6

157 TheJnaturalJhistoryJofJtypeJfJGaucherJdiseaseJinJtheJfestJcenturynJuJretrospectiveJstudybJNeurologyWJ
2020WJmiWJefeemaefegd 6.5 8

156 ParkinsonismJinJPatientsJwithJNeuronopathicJSTypeJgTJGaucherJxiseasenJuJwaseJSeriesbJMovemente
DisorderseClinicalePracticeWJ2020WJkWJlghalgk 2.2 3

155 yyGJabnormalitiesJinJpatientsJwithJchronicJneuronopathicJGaucherJdiseasenJuJretrospectiveJreviewbJ
MoleculareGeneticseandeMetabolismWJ2020WJegeWJgilagjg 3.7 4

154 TheJdefinitionJofJneuronopathicJGaucherJdiseasebJJournaleofeInheritedeMetaboliceDiseaseWJ2020WJhgWJedijaedim5.4 28

153 GlucocerebrosidaseJandJitsJrelevanceJtoJParkinsonJdiseasebJMoleculareNeurodegenerationWJ2019WJehWJgj 19 96

152 ziveaparameterJevaluationJofJdysphagianJuJnovelJprognosticJscaleJforJassessingJneurologicalJdeclineJ
inJGaucherJdiseaseJtypeJfbJMoleculareGeneticseandeMetabolismWJ2019WJefkWJemeaemm 3.7 5

151 waterminalJ˛–asynucleinJtruncationsJareJlinkedJtoJcysteineJcathepsinJactivityJinJParkinsonRsJdiseasebJ
JournaleofeBiologicaleChemistryWJ2019WJfmhWJmmkgammlh 5.4 23

150 zirstJwlinicogeneticJxescriptionJofJParkinsonRsJxiseaseJRelatedJtoJMutationJSedkβbJMovemente
DisorderseClinicalePracticeWJ2019WJjWJfihafil 2.2 3

149 MutationsWJmodifiersJandJepigeneticsJinJGaucherJdiseasenJvlurredJboundariesJbetweenJsimpleJandJ
complexJdisordersbJMoleculareGeneticseandeMetabolismWJ2019WJeflWJedaeg 3.7 3

148 wanJGvueaussociatedJParkinsonJxiseaseJveJModeledJinJtheJMousesbJTrendseineNeurosciencesWJ2019WJ
hfWJjgeajhg 13.3 6

147 OphthalmologicalJfindingsJinJGaucherJdiseasebJMoleculareGeneticseandeMetabolismWJ2019WJefkWJfgafk 3.7 6

146 VariationJinJcognitiveJfunctionJoverJtimeJinJGaucherJdiseaseJtypeJgbJNeurologyWJ2019WJmgWJeffkfaefflg 6.5 10

(2019-2020)
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145 GvueaassociatedJparkinsonismnJnewJinsightsJandJtherapeuticJopportunitiesbJCurrenteOpinioneine
NeurologyWJ2019WJgfWJilmaimj 7.1 31

144 ValidationJofJantiaglucocerebrosidaseJantibodiesJforJwesternJblotJanalysisJonJproteinJlysatesJofJ
murineJandJhumanJcellsbJBiochemicaleJournalWJ2019WJhkjWJfjeafkh 3.8 4

143 RecentJadvancesJinJtheJdiagnosisJandJmanagementJofJGaucherJdiseasebJExperteRevieweofe
EndocrinologyeandeMetabolismWJ2018WJegWJedkaeel 4.1 41

142 uwyJphenotypingJinJGaucherJdiseasebJMoleculareGeneticseandeMetabolismWJ2018WJefgWJideaied 3.7 16

141 yxploringJgeneticJmodifiersJofJGaucherJdiseasenJTheJnextJhorizonbJHumaneMutationWJ2018WJgmWJekgmaekie4.7 28

140 GlucocerebrosidaseJmutationsJandJparkinsonismnJhowJmuchJdoesJtheJmutationJmattersbJJournaleofe
XiangyaeMedicineWJ2018WJgWJeae 0.1 3

139 ullelesJwithJmoreJthanJoneJmutationJcanJcomplicateJgenotypecphenotypeJstudiesJinJMendelianJ
disordersnJβessonsJfromJGaucherJdiseasebJMoleculareGeneticseandeMetabolismWJ2018WJefiWJeag 3.7 8

138 TheJwomplicatedJRelationshipJbetweenJGaucherJxiseaseJandJParkinsonismnJ“nsightsJfromJaJRareJ
xiseasebJNeuronWJ2017WJmgWJkgkakhj 13.9 97

137 “nducedJpluripotentJstemJcellJmodelsJofJlysosomalJstorageJdisordersbJDMMeDiseaseeModelseande
MechanismsWJ2017WJedWJjmeakdh 4.1 20

136 yfferocytosisJisJimpairedJinJGaucherJmacrophagesbJHaematologicaWJ2017WJedfWJjijajji 6.6 8

135 TheJroleJofJepigeneticsJinJlysosomalJstorageJdisordersnJUnchartedJterritorybJMoleculareGeneticseande
MetabolismWJ2017WJeffWJedael 3.7 26

134 GlucocerebrosidaseJhaploinsufficiencyJinJuigTJ˛–asynucleinJmiceJimpactsJdiseaseJonsetJandJcoursebJ
MoleculareGeneticseandeMetabolismWJ2017WJeffWJemlafdl 3.7 18

133 TypeJfJGaucherJdiseaseJinJanJinfantJdespiteJaJnormalJmaternalJglucocerebrosidaseJgenebJAmericane
JournaleofeMedicaleGeneticsseParteAWJ2017WJekgWJgfeeagfei 2.5 4

132 GaucherJdiseasenJProgressJandJongoingJchallengesbJMoleculareGeneticseandeMetabolismWJ2017WJefdWJlafe 3.7 72

131 yxcessiveJburdenJofJlysosomalJstorageJdisorderJgeneJvariantsJinJParkinsonRsJdiseasebJBrainWJ2017WJ
ehdWJgemeagfdg 11.2 209

130 TheJSpectrumJofJNeurologicalJManifestationsJussociatedJwithJGaucherJxiseasebJDiseasesenBaselse
SwitzerlandoWJ2017WJiWJ 4.4 41

129 OcularJ“mplicationsJofJGaucherJxiseasebJEssentialseineOphthalmologyWJ2017WJhegahfg 0.2 1

128 uctivationJofJ˛†aGlucocerebrosidaseJReducesJPathologicalJ˛–aSynucleinJandJRestoresJβysosomalJ
zunctionJinJParkinsonRsJPatientJMidbrainJNeuronsbJJournaleofeNeuroscienceWJ2016WJgjWJkjmgakdj 6.6 158

Ellen Sidransky

4



127
uJNewJGlucocerebrosidaseJwhaperoneJReducesJ˛–aSynucleinJandJGlycolipidJβevelsJinJiPSwaxerivedJ
xopaminergicJNeuronsJfromJPatientsJwithJGaucherJxiseaseJandJParkinsonismbJJournaleofe
NeuroscienceWJ2016WJgjWJkhheaif

6.6 150

126 VariedJautopsyJfindingsJinJfiveJtreatedJpatientsJwithJGaucherJdiseaseJandJparkinsonismJincludeJtheJ
absenceJofJGaucherJcellsbJMoleculareGeneticseandeMetabolismWJ2016WJeelWJiiam 3.7 4

125 TheJxeleteriousJxuoJofJNeurodegenerationnJβysosomesJandJMitochondriaJ2016WJfkmagdd 0

124 uJpeptidealinkedJrecombinantJglucocerebrosidaseJforJtargetedJneuronalJdeliverynJxesignWJ
productionWJandJassessmentbJJournaleofeBiotechnologyWJ2016WJffeWJeaef 3.7 19

123 OnceJagainWJrareJdiseasesJprovideJaJspotlightbJMoleculareGeneticseandeMetabolismWJ2016WJeelWJeaf 3.7

122 whaperoningJglucocerebrosidasenJaJtherapeuticJstrategyJforJbothJGaucherJdiseaseJandJ
ParkinsonismbJNeuraleRegenerationeResearchWJ2016WJeeWJekjdaekje 4.5 7

121 uJnewJglucocerebrosidaseadeficientJneuronalJcellJmodelJprovidesJaJtoolJtoJprobeJpathophysiologyJ
andJtherapeuticsJforJGaucherJdiseasebJDMMeDiseaseeModelseandeMechanismsWJ2016WJmWJkjmakl 4.1 14

120 wlinicalJcourseJandJprognosisJinJpatientsJwithJGaucherJdiseaseJandJparkinsonismbJNeurology:e
GeneticsWJ2016WJfWJeik 3.8 23

119 ProgressJandJpotentialJofJnonainhibitoryJsmallJmoleculeJchaperonesJforJtheJtreatmentJofJGaucherJ
diseaseJandJitsJimplicationsJforJParkinsonJdiseasebJExperteRevieweofeProteomicsWJ2016WJegWJhkeam 4.2 42

118 GvuJpbTgjmMJsubstitutionJinJParkinsonJdiseasenJPolymorphismJorJassociationsJuJmetaaanalysisbJ
Neurology:eGeneticsWJ2016WJfWJeedh 3.8 51

117 βysosomalJstorageJandJimpairedJautophagyJleadJtoJinflammasomeJactivationJinJGaucherJ
macrophagesbJAgingeCellWJ2016WJeiWJkkall 9.9 87

116 GaucherJxiseasea“nducedJPluripotentJStemJwellsJxisplayJxecreasedJyrythroidJPotentialJandJ
uberrantJMyelopoiesisbJStemeCellseTranslationaleMedicineWJ2015WJhWJlklalj 6.9 21

115 xeficientJvesicularJstoragenJuJcommonJthemeJinJcatecholaminergicJneurodegenerationbJ
ParkinsonismeandeRelatedeDisordersWJ2015WJfeWJedegaff 3.6 24

114 UnderstandingJandJmanagingJparkinsonismJinJpatientsJwithJglucocerebrosidaseJmutationsbJExperte
OpinioneoneOrphaneDrugsWJ2015WJgWJihmaijf 1.1 1

113 TheJclinicalJmanagementJofJTypeJfJGaucherJdiseasebJMoleculareGeneticseandeMetabolismWJ2015WJeehWJeedaeff3.7 71

112 vilateralJzemoralJOsteolyticJβesionsJinJaJPatientJwithJTypeJgJGaucherJxiseasebJMoleculareGeneticse
andeMetabolismeReportsWJ2015WJiWJedkaedm 1.8 3

111 xissociationJofJglucocerebrosidaseJdimerJinJsolutionJbyJitsJcoafactorWJsaposinJwbJBiochemicaleande
BiophysicaleResearcheCommunicationsWJ2015WJhikWJijeaj 3.4 14

110 StructuralJfeaturesJofJmembraneaboundJglucocerebrosidaseJandJ˛–asynucleinJprobedJbyJneutronJ
reflectometryJandJfluorescenceJspectroscopybJJournaleofeBiologicaleChemistryWJ2015WJfmdWJkhhaih 5.4 37

(2015-2016)
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109 NewJmacrophageJmodelsJofJGaucherJdiseaseJofferJnewJtoolsJforJdrugJdevelopmentbJMacrophageWJ
2015WJfWJekef 1

108 upplicationsJofJiPSwaderivedJmodelsJofJGaucherJdiseasebJAnnalseofeTranslationaleMedicineWJ2015WJgWJfmi 3.2 2

107 womplexityJofJGenotypeaPhenotypeJworrelationsJinJMendelianJxisordersnJβessonsJfromJGaucherJ
xiseasebJAdvanceseinePredictivesePreventiveeandePersonalisedeMedicineWJ2015WJjmamd 0.4 2

106 GlucocerebrosidaseJisJshakingJupJtheJsynucleinopathiesbJBrainWJ2014WJegkWJegdhaff 11.2 113

105 ReducedJglucocerebrosidaseJisJassociatedJwithJincreasedJ˛–asynucleinJinJsporadicJParkinsonRsJ
diseasebJBrainWJ2014WJegkWJlghahl 11.2 311

104 StudiesJofJglucocerebrosidaseJprovideJnewJtherapeuticJtargetsJforJparkinsonismbJFutureeNeurologyWJ
2014WJmWJhdkahdm 1.5

103 βysosomalJintegralJmembraneJproteinafnJaJnewJplayerJinJlysosomearelatedJpathologybJMoleculare
GeneticseandeMetabolismWJ2014WJeeeWJlhame 3.7 46

102 “dentificationJofJmiRNusJthatJmodulateJglucocerebrosidaseJactivityJinJGaucherJdiseaseJcellsbJRNAe
BiologyWJ2014WJeeWJefmeagdd 4.8 26

101 MacrophageJmodelsJofJGaucherJdiseaseJforJevaluatingJdiseaseJpathogenesisJandJcandidateJdrugsbJ
ScienceeTranslationaleMedicineWJ2014WJjWJfhdrakg 17.5 72

100 SaposinJwJprotectsJglucocerebrosidaseJagainstJ˛–asynucleinJinhibitionbJBiochemistryWJ2013WJifWJkejeag 3.2 32

99 zunctionalJandJgeneticJcharacterizationJofJtheJnonalysosomalJglucosylceramidaseJfJasJaJmodifierJ
forJGaucherJdiseasebJOrphaneteJournaleofeRareeDiseasesWJ2013WJlWJeie 4.2 23

98 MembraneaboundJ˛–asynucleinJinteractsJwithJglucocerebrosidaseJandJinhibitsJenzymeJactivitybJ
MoleculareGeneticseandeMetabolismWJ2013WJedlWJijajh 3.7 79

97 “sJParkinsonJdiseaseJassociatedJwithJlysosomalJintegralJmembraneJproteinJtypeafsnJchallengesJinJ
interpretingJassociationJdatabJMoleculareGeneticseandeMetabolismWJ2013WJedlWJfjmake 3.7 12

96 PredictingJparkinsonismnJnewJopportunitiesJfromJGaucherJdiseasebJMoleculareGeneticseande
MetabolismWJ2013WJedmWJfgiaj 3.7 4

95 uJgermlineJorJdeJnovoJmutationJinJtwoJfamiliesJwithJGaucherJdiseasenJimplicationsJforJrecessiveJ
disordersbJEuropeaneJournaleofeHumaneGeneticsWJ2013WJfeWJeeiak 5.3 14

94 utpegafadeficientJmiceJexhibitJneuronalJceroidJlipofuscinosisWJlimitedJ˛–asynucleinJaccumulationJandJ
ageadependentJsensorimotorJdeficitsbJHumaneMoleculareGeneticsWJ2013WJffWJfdjkalf 5.6 104

93 RelationshipJbetweenJGaucherJdiseaseJandJparkinsonismJ2013WJjfakk

92 uJmulticenterJstudyJofJglucocerebrosidaseJmutationsJinJdementiaJwithJβewyJbodiesbJJAMAe
NeurologyWJ2013WJkdWJkfkagi 17.2 285
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91 uJhighJthroughputJglucocerebrosidaseJassayJusingJtheJnaturalJsubstrateJglucosylceramidebJ
AnalyticaleandeBioanalyticaleChemistryWJ2012WJhdfWJkgeam 4.4 23

90 TheJlinkJbetweenJtheJGvuJgeneJandJparkinsonismbJLanceteNeurologyseTheWJ2012WJeeWJmljaml 24.1 353

89 NonaiminosugarJglucocerebrosidaseJsmallJmoleculeJchaperonesbJMedChemCommWJ2012WJgWJijajd 5 20

88 TheJroleJofJsaposinJwJinJGaucherJdiseasebJMoleculareGeneticseandeMetabolismWJ2012WJedjWJfikajg 3.7 83

87 xiscoveryWJstructureaactivityJrelationshipWJandJbiologicalJevaluationJofJnoninhibitoryJsmallJmoleculeJ
chaperonesJofJglucocerebrosidasebJJournaleofeMedicinaleChemistryWJ2012WJiiWJikghahl 8.3 93

86 TheJneurobiologyJofJglucocerebrosidaseaassociatedJparkinsonismnJaJpositronJemissionJtomographyJ
studyJofJdopamineJsynthesisJandJregionalJcerebralJbloodJflowbJBrainWJ2012WJegiWJfhhdal 11.2 67

85 “nducedJpluripotentJstemJcellJmodelJrecapitulatesJpathologicJhallmarksJofJGaucherJdiseasebJ
ProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitedeStateseofeAmericaWJ2012WJedmWJeldiham 11.5 87

84 HighJthroughputJscreeningJforJsmallJmoleculeJtherapyJforJGaucherJdiseaseJusingJpatientJtissueJasJ
theJsourceJofJmutantJglucocerebrosidasebJPLoSeONEWJ2012WJkWJefmlje 3.7 51

83 GaucherJdiseasenJinsightsJfromJaJrareJMendelianJdisorderbJDiscoveryeMedicineWJ2012WJehWJfkgale 2.5 72

82 TheJβysosomalJStorageJxiseasesJ2012WJegikaegje

81 “dentificationJofJrecombinantJallelesJusingJquantitativeJrealatimeJPwRJimplicationsJforJGaucherJ
diseasebJJournaleofeMoleculareDiagnosticsWJ2011WJegWJhdeai 5.1 10

80 GaucherJdiseaseJglucocerebrosidaseJandJ˛–asynucleinJformJaJbidirectionalJpathogenicJloopJinJ
synucleinopathiesbJCellWJ2011WJehjWJgkaif 56.2 895

79 woinheritanceJofJGaucherJdiseaseJandJ˛–athalassemiaJresultingJinJconfusionJbetweenJtwoJinheritedJ
hematologicJdiseasesbJBloodeCellsseMoleculesseandeDiseasesWJ2011WJhjWJllame 2.1 6

78
GaucherJdiseaseJtypeJfnJhomozygosityJforJtheJmutationJzggeSJinJtwoJunrelatedJconsanguineousJ
MuslimJurabJpatientsJwithJGaucherJdiseaseJfromJtheJGazaJandJ”eninJregionsbJBloodeCellsseMoleculesse
andeDiseasesWJ2011WJhkWJfjfag

2.1

77 yvaluationJofJquinazolineJanaloguesJasJglucocerebrosidaseJinhibitorsJwithJchaperoneJactivitybJ
JournaleofeMedicinaleChemistryWJ2011WJihWJedggail 8.3 54

76 yxploringJtheJlinkJbetweenJglucocerebrosidaseJmutationsJandJparkinsonismbJTrendseineMoleculare
MedicineWJ2011WJekWJhliamg 11.5 126

75 MucolipidosisJtypeJ“VnJanJupdatebJMoleculareGeneticseandeMetabolismWJ2011WJedhWJfdjaeg 3.7 67

74 uggregationJofJ˛–asynucleinJinJbrainJsamplesJfromJsubjectsJwithJglucocerebrosidaseJmutationsbJ
MoleculareGeneticseandeMetabolismWJ2011WJedhWJelial 3.7 57

(2011-2012)

7



73 SkinJultrastructuralJfindingsJinJtypeJfJGaucherJdiseasenJdiagnosticJimplicationsbJMoleculareGeneticse
andeMetabolismWJ2011WJedhWJjgeaj 3.7 25

72 vilateralJsymmetricalJcorticalJosteolyticJlesionsJinJtwoJpatientsJwithJGaucherJdiseasebJSkeletale
RadiologyWJ2011WJhdWJejeeai 2.7 6

71 uJmutationJinJSwuRvfJisJaJmodifierJinJGaucherJdiseasebJHumaneMutationWJ2011WJgfWJefgfal 4.7 52

70 ulphaasynucleinJinteractsJwithJGlucocerebrosidaseJprovidingJaJmolecularJlinkJbetweenJParkinsonJ
andJGaucherJdiseasesbJJournaleofeBiologicaleChemistryWJ2011WJfljWJfldldal 5.4 130

69 zabryJdiseaseJaJcurrentJtreatmentJandJnewJdrugJdevelopmentbJCurrenteChemicaleGenomicsWJ2010WJhWJidaj 32

68 uutosomalJrecessiveJmutationsJinJtheJdevelopmentJofJParkinsonRsJdiseasebJBiomarkerseineMedicineWJ
2010WJhWJkegafe 2.3 11

67 “nJsilicoJandJfunctionalJstudiesJofJtheJregulationJofJtheJglucocerebrosidaseJgenebJMoleculareGeneticse
andeMetabolismWJ2010WJmmWJfkialf 3.7 9

66 zalseapositiveJresultsJusingJaJGaucherJdiagnosticJkitaaRecTβJandJNgkdSbJMoleculareGeneticseande
MetabolismWJ2010WJeddWJeddaf 3.7 8

65 GlucocerebrosidaseJisJpresentJinJ˛–asynucleinJinclusionsJinJβewyJbodyJdisordersbJActae
NeuropathologicaWJ2010WJefdWJjheam 14.3 151

64 TheJroleJofJglucocerebrosidaseJmutationsJinJParkinsonJdiseaseJandJβewyJbodyJdisordersbJCurrente
NeurologyeandeNeuroscienceeReportsWJ2010WJedWJemdal 6.6 112

63 PsychiatricJandJbehavioralJmanifestationsJofJlysosomalJstorageJdisordersbJAmericaneJournaleofe
MedicaleGeneticseParteB:eNeuropsychiatriceGeneticsWJ2010WJeigvWJefigaji 3.5 25

62 βysosomalJstorageJdisordersJinJtheJnewbornbJPediatricsWJ2009WJefgWJeemeafdk 7.4 121

61 xosingJenzymeJreplacementJtherapyJforJGaucherJdiseasenJolderWJbutJareJweJwisersbJGeneticseine
MedicineWJ2009WJeeWJmdae 8.1 14

60 MutationsJinJGvuJareJassociatedJwithJfamilialJParkinsonJdiseaseJsusceptibilityJandJageJatJonsetbJ
NeurologyWJ2009WJkgWJehfhaiWJauthorJreplyJehfiaj 6.5 45

59 TheJassociationJbetweenJmutationsJinJtheJlysosomalJproteinJglucocerebrosidaseJandJparkinsonismbJ
MovementeDisordersWJ2009WJfhWJeikeal 7 61

58 TypeJfJGaucherJdiseaseJoccursJinJushkenaziJ”ewsJbutJisJsurprisinglyJrarebJBloodeCellsseMoleculesseande
DiseasesWJ2009WJhgWJfmhak 2.1 13

57 wompleteJscreeningJforJglucocerebrosidaseJmutationsJinJParkinsonJdiseaseJpatientsJfromJPortugalbJ
NeurobiologyeofeAgingWJ2009WJgdWJeieiak 5.6 79

56 wognitiveJoutcomeJinJtreatedJpatientsJwithJchronicJneuronopathicJGaucherJdiseasebJJournaleofe
PediatricsWJ2008WJeigWJlmamh 3.6 35
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55 TheJneedJforJappropriateJgenotypingJstrategiesJforJglucocerebrosidaseJmutationsJinJcohortsJwithJ
ParkinsonJdiseasebJArchiveseofeNeurologyWJ2008WJjiWJlidaeoJauthorJreplyJlie 9

54 GlucocerebrosidaseJgeneJmutationsnJaJriskJfactorJforJβewyJbodyJdisordersbJArchiveseofeNeurologyWJ
2008WJjiWJgkmalf 146

53 TheJspectrumJofJparkinsonianJmanifestationsJassociatedJwithJglucocerebrosidaseJmutationsbJ
ArchiveseofeNeurologyWJ2008WJjiWJegigak 142

52 OptimizationJandJvalidationJofJtwoJminiaturizedJglucocerebrosidaseJenzymeJassaysJforJhighJ
throughputJscreeningbJCombinatorialeChemistryeandeHigheThroughputeScreeningWJ2008WJeeWJlekafh 1.3 31

51 GaucherJdiseasenJmutationJandJpolymorphismJspectrumJinJtheJglucocerebrosidaseJgeneJSGvuTbJ
HumaneMutationWJ2008WJfmWJijkalg 4.7 426

50
NhaphenylJmodificationsJofJNfaSfahydroxylTethylajaSpyrrolidinaeaylTaeWgWiatriazineafWhadiaminesJ
enhanceJglucocerebrosidaseJinhibitionJbyJsmallJmoleculesJwithJpotentialJasJchemicalJchaperonesJ
forJGaucherJdiseasebJBioorganiceandeMedicinaleChemistryeLettersWJ2007WJekWJiklgam

2.9 26

49
ThreeJclassesJofJglucocerebrosidaseJinhibitorsJidentifiedJbyJquantitativeJhighathroughputJscreeningJ
areJchaperoneJleadsJforJGaucherJdiseasebJProceedingseofetheeNationaleAcademyeofeScienceseofethee
UnitedeStateseofeAmericaWJ2007WJedhWJegemfak

11.5 130

48 TherapyJforJGaucherJdiseasenJdonRtJstopJthinkingJaboutJtomorrowbJMoleculareGeneticseande
MetabolismWJ2007WJmdWJeffai 3.7 13

47 GlucocerebrosidaseJmutationsJinJwhineseJsubjectsJfromJTaiwanJwithJsporadicJParkinsonJdiseasebJ
MoleculareGeneticseandeMetabolismWJ2007WJmeWJemiafdd 3.7 93

46 GlucocerebrosidaseJmutationsJareJalsoJfoundJinJsubjectsJwithJearlyaonsetJparkinsonismJfromJ
VenezuelabJMovementeDisordersWJ2006WJfeWJflfag 7 58

45 GlucocerebrosidaseJmutationsJareJnotJfoundJinJassociationJwithJβRRαfJGfdemSJinJsubjectsJwithJ
parkinsonismbJNeuroscienceeLettersWJ2006WJhdhWJejgai 3.3 13

44 ynhancedJcalciumJreleaseJinJtheJacuteJneuronopathicJformJofJGaucherJdiseasebJNeurobiologyeofe
DiseaseWJ2005WJelWJlgal 7.5 125

43 GaucherJdiseaseJandJparkinsonismbJMoleculareGeneticseandeMetabolismWJ2005WJlhWJgdfah 3.7 66

42 GaucherJmutationJNellSJisJassociatedJwithJmyoclonicJepilepsybJHumaneMutationWJ2005WJfjWJfkeagoJ
authorJreplyJfkhai 4.7 17

41 TheJglucocerebrosidaseJgeneJandJParkinsonRsJdiseaseJinJushkenaziJ”ewsbJNeweEnglandeJournaleofe
MedicineWJ2005WJgifWJkflageoJauthorJreplyJkflage 59.2 82

40 PerinatalJlethalJGaucherJdiseasenJaJdistinctJphenotypeJalongJtheJneuronopathicJcontinuumbJFetale
andePediatricePathologyWJ2005WJfhWJfdiaff 1.7 34

39 uJnovelJalterationJinJmetaxinJeWJzfdfβWJisJassociatedJwithJNgkdSJinJGaucherJdiseasebJJournaleofe
HumaneGeneticsWJ2004WJhmWJffdafff 4.3 4

38 GlucocerebrosidaseJmutationsJinJsubjectsJwithJparkinsonismbJMoleculareGeneticseandeMetabolismWJ
2004WJleWJkdag 3.7 305

(2004-2008)
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37 NeuropathologyJprovidesJcluesJtoJtheJpathophysiologyJofJGaucherJdiseasebJMoleculareGeneticseande
MetabolismWJ2004WJlfWJemfafdk 3.7 360

36 GaucherJdiseasenJcomplexityJinJaJLsimpleLJdisorderbJMoleculareGeneticseandeMetabolismWJ2004WJlgWJjaei 3.7 295

35 MyoclonicJepilepsyJinJGaucherJdiseasenJgenotypeaphenotypeJinsightsJfromJaJrareJpatientJsubgroupbJ
PediatriceResearchWJ2003WJigWJglkami 3.2 85

34 GaucherJdiseaseJassociatedJwithJparkinsonismnJfourJfurtherJcaseJreportsJ2003WJeejuWJghlaie 47

33 PhenotypicJcontinuumJinJneuronopathicJGaucherJdiseasenJanJintermediateJphenotypeJbetweenJ
typeJfJandJtypeJgbJJournaleofePediatricsWJ2003WJehgWJfkgaj 3.6 112

32 ReciprocalJandJnonreciprocalJrecombinationJatJtheJglucocerebrosidaseJgeneJregionnJimplicationsJ
forJcomplexityJinJGaucherJdiseasebJAmericaneJournaleofeHumaneGeneticsWJ2003WJkfWJiemagh 11 80

31 wholelithiasisJinJpatientsJwithJGaucherJdiseasebJBloodeCellsseMoleculesseandeDiseasesWJ2002WJflWJfeak 2.1 20

30 GlucosylsphingosineJaccumulationJinJtissuesJfromJpatientsJwithJGaucherJdiseasenJcorrelationJwithJ
phenotypeJandJgenotypebJMoleculareGeneticseandeMetabolismWJ2002WJkjWJfjfakd 3.7 135

29 βifeathreateningJsplenicJhemorrhageJinJtwoJpatientsJwithJGaucherJdiseasebJAmericaneJournaleofe
HematologyWJ2000WJjhWJehdaf 7.1 10

28 GlucocerebrosidaseJgeneJmutationsJinJpatientsJwithJtypeJfJGaucherJdiseasebJHumaneMutationWJ2000
WJeiWJeleal 4.7 179

27
whildhoodaonsetJschizophreniacautisticJdisorderJandJtSeokTJreciprocalJtranslocationnJidentificationJ
ofJaJvuwJcontigJspanningJtheJtranslocationJbreakpointJatJkqfebJAmericaneJournaleofeMedicale
GeneticseParteAWJ2000WJmjWJkhmaig

62

26 GeneJrearranagementJonJeqfeJintroducingJaJduplicationJofJtheJglucocerebrosidaseJpseudogeneJ
andJaJmetaxinJfusionJgenebJHumaneGeneticsWJ2000WJedkWJhddag 6.3 12

25 GlucosylsphingosineJaccumulationJinJmiceJandJpatientsJwithJtypeJfJGaucherJdiseaseJbeginsJearlyJinJ
gestationbJPediatriceResearchWJ2000WJhlWJfggak 3.2 81

24 unalysisJandJclassificationJofJgdhJmutantJallelesJinJpatientsJwithJtypeJeJandJtypeJgJGaucherJdiseasebJ
AmericaneJournaleofeHumaneGeneticsWJ2000WJjjWJekkkalj 11 243

23 ypidermalJsphingomyelinsJareJprecursorsJforJselectedJstratumJcorneumJceramidesbJJournaleofeLipide
ResearchWJ2000WJheWJfdkeafdlf 6.3 167

22 GlucocerebrosidaseJgeneJmutationsJinJpatientsJwithJtypeJfJGaucherJdiseaseJ2000WJeiWJele 3

21 “sJtheJperinatalJlethalJformJofJGaucherJdiseaseJmoreJcommonJthanJclassicJtypeJfJGaucherJdiseasesbJ
EuropeaneJournaleofeHumaneGeneticsWJ1999WJkWJidiam 5.3 35

20 upolipoproteinJyJallelesJinJchildhoodaonsetJschizophreniaJ1999WJllWJfeeafeg 17
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19 TypeJfJgaucherJdiseasenJanJexpandingJphenotypebJMoleculareGeneticseandeMetabolismWJ1999WJjlWJfdmaem 3.7 38

18 upolipoproteinJyJallelesJinJchildhoodaonsetJschizophreniaJ1999WJllWJfee 1

17 whromosomeJffqeebfJinterstitialJdeletionsJamongJchildhoodaonsetJschizophrenicsJandJ
â��multidimensionallyJimpairedâ��J1998WJleWJheahg 44

16 GenotypicJheterogeneityJandJphenotypicJvariationJamongJpatientsJwithJtypeJfJGaucherRsJdiseasebJ
PediatriceResearchWJ1998WJhgWJikeal 3.2 39

15 “dentificationJofJthreeJadditionalJgenesJcontiguousJtoJtheJglucocerebrosidaseJlocusJonJ
chromosomeJeqfenJimplicationsJforJGaucherJdiseasebJGenomeeResearchWJ1997WJkWJedfdaj 9.7 82

14 PrenatalJlethalityJofJaJhomozygousJnullJmutationJinJtheJhumanJglucocerebrosidaseJgenebJAmericane
JournaleofeMedicaleGeneticseParteAWJ1997WJkgWJheak 35

13 GenotypeJxgmmNcRhjgwJinJaJpatientJwithJtypeJgJGaucherJdiseaseJpreviouslyJassignedJgenotypeJ
NgkdScRhjgwbJBiochemicaleandeMoleculareMedicineWJ1996WJikWJehmaie 13

12 ypidermalJabnormalitiesJmayJdistinguishJtypeJfJfromJtypeJeJandJtypeJgJofJGaucherJdiseasebJ
PediatriceResearchWJ1996WJgmWJeghahe 3.2 70

11 GaucherJdiseasenJuJtaleJofJtwoJspeciesbJMentaleRetardationeandeDevelopmentaleDisabilitieseResearche
ReviewsWJ1995WJeWJkmalj 4

10 wongenitalJichthyosisJprecedingJneurologicJsymptomsJinJtwoJsibsJwithJtypeJfJGaucherJdiseasebJ
AmericaneJournaleofeMedicaleGeneticseParteAWJ1995WJimWJgijal 33

9 PhenotypicJandJgenotypicJheterogeneityJinJgaucherJdiseasenJ“mplicationsJforJgeneticJcounselingbJ
JournaleofeGeneticeCounselingWJ1994WJgWJegaff 2.5 10

8 xNuJmutationalJanalysisJofJtypeJeJandJtypeJgJGaucherJpatientsnJhowJwellJdoJmutationsJpredictJ
phenotypesbJHumaneMutationWJ1994WJgWJfial 4.7 52

7 PathologicJfracturesJmayJdevelopJinJGaucherJpatientsJreceivingJenzymeJreplacementJtherapybJ
AmericaneJournaleofeHematologyWJ1994WJhkWJfhkam 7.1 15

6 wlinicalJHeterogeneityJumongJPatientsJWithJGaucherRsJxiseasebJJAMAeteJournaleofetheeAmericane
MedicaleAssociationWJ1993WJfjmWJeeih 27.4 30

5 GaucherJpatientsJwithJoculomotorJabnormalitiesJdoJnotJhaveJaJuniqueJgenotypebJClinicaleGeneticsWJ
1992WJheWJeai 4 20

4 GaucherJdiseaseJinJtheJneonatenJaJdistinctJGaucherJphenotypeJisJanalogousJtoJaJmouseJmodelJ
createdJbyJtargetedJdisruptionJofJtheJglucocerebrosidaseJgenebJPediatriceResearchWJ1992WJgfWJhmhal 3.2 124

3 yrythropoietinJlevelsJinJGaucherJpatientsbJAmericaneJournaleofeHematologyWJ1992WJhdWJeigah 7.1 7

2 xNuJmutationJanalysisJofJGaucherJpatientsbJAmericaneJournaleofeMedicaleGeneticseParteAWJ1992WJhfWJggeaj 50

(1992-1999)
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1 ReplyJtoJxrsbJveutlerJandJGelbartbJAmericaneJournaleofeMedicaleGeneticseParteAWJ1992WJhhWJgmdagmd
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