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n Paper IF Citations

205 xnzymeKreplacementKtherapyKinKyabryKdiseasemKaKrandomizedKcontrolledKtrialaKJAMAaoaJournalaofathea
AmericanaMedicalaAssociationWK2001WKekhWKejgfXl 27.4 930

204 InvitedKarticlemKanKβRIXbasedKapproachKtoKtheKdiagnosisKofKwhiteKmatterKdisordersaKNeurologyWK2009WK
jeWKjhcXl 6.5 395

203 βitochondrialKaspartylXtRNtKsynthetaseKdeficiencyKcausesKleukoencephalopathyKwithKbrainKstemK
andKspinalKcordKinvolvementKandKlactateKelevationaKNatureaGeneticsWK2007WKflWKhfgXl 36.3 363

202 NeuropathologyKprovidesKcluesKtoKtheKpathophysiologyKofKzaucherKdiseaseaKMolecularaGeneticsaanda
MetabolismWK2004WKkeWKdleXecj 3.7 360

201 αaminKudKduplicationsKcauseKautosomalKdominantKleukodystrophyaKNatureaGeneticsWK2006WKfkWKdddgXef 36.3 312

200 vlinicalKandKmolecularKphenotypeKofKticardiXzoutieresKsyndromeaKAmericanaJournalaofaHumana
GeneticsWK2007WKkdWKjdfXeh 11 310

199 NaturalKhistoryKofKyabryKrenalKdiseasemKinfluenceKofKalphaXgalactosidaseKtKactivityKandKgeneticK
mutationsKonKclinicalKcourseaKMedicineaiUnitedaStateskWK2002WKkdWKdeeXfk 1.8 307

198 TreatmentKofKyabryRsKwiseaseKwithKtheKPharmacologicKvhaperoneKβigalastataKNewaEnglandaJournala
ofaMedicineWK2016WKfjhWKhghXhh 59.2 254

197 yabryKdiseasemKprogressionKofKnephropathyWKandKprevalenceKofKcardiacKandKcerebrovascularKeventsK
beforeKenzymeKreplacementKtherapyaKNephrologyaDialysisaTransplantationWK2009WKegWKedceXdd 4.3 252

196 RegionalKcerebralKhyperperfusionKandKnitricKoxideKpathwayKdysregulationKinKyabryKdiseasemKreversalK
byKenzymeKreplacementKtherapyaKCirculationWK2001WKdcgWKdhciXde 16.7 240

195 vhildhoodKataxiaKwithKdiffuseKcentralKnervousKsystemKhypomyelinationaKAnnalsaofaNeurologyWK1994WK
fhWKffdXgc 9.4 219

194 αongXtermKtherapyKwithKagalsidaseKalfaKforKyabryKdiseasemKsafetyKandKeffectsKonKrenalKfunctionKinKaK
homeKinfusionKsettingaKNephrologyaDialysisaTransplantationWK2006WKedWKfghXhg 4.3 207

193
OralKpharmacologicalKchaperoneKmigalastatKcomparedKwithKenzymeKreplacementKtherapyKinKyabryK
diseasemKdkXmonthKresultsKfromKtheKrandomisedKphaseKIIIKtTTRtvTKstudyaKJournalaofaMedicala
GeneticsWK2017WKhgWKekkXeli

5.8 193

192 βutationsKinKvTvdWKencodingKconservedKtelomereKmaintenanceKcomponentKdWKcauseKvoatsKplusaK
NatureaGeneticsWK2012WKggWKffkXge 36.3 186

191 RandomizedWKcontrolledKtrialKofKmiglustatKinKzaucherRsKdiseaseKtypeKfaKAnnalsaofaNeurologyWK2008WK
igWKhdgXee 9.4 177

190 xnzymeKreplacementKtherapyKimprovesKperipheralKnerveKandKsweatKfunctionKinKyabryKdiseaseaK
MuscleaandaNerveWK2003WKekWKjcfXdc 3.4 177

189 yabryKdiseaseaKPharmacologyagaTherapeuticsWK2009WKdeeWKihXjj 13.9 169
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188 βutationsKofKPOαRftKencodingKaKcatalyticKsubunitKofKRNtKpolymeraseKPolKIIIKcauseKaKrecessiveK
hypomyelinatingKleukodystrophyaKAmericanaJournalaofaHumanaGeneticsWK2011WKklWKgdhXef 11 163

187 ProfileKofKendothelialKandKleukocyteKactivationKinKfabryKpatientsaKAnnalsaofaNeurologyWK2000WKgjWKeelXeff 9.4 159

186 zlobotriaosylceramideKinducesKoxidativeKstressKandKupXregulatesKcellKadhesionKmoleculeKexpressionK
inKyabryKdiseaseKendothelialKcellsaKMolecularaGeneticsaandaMetabolismWK2008WKlhWKdifXk 3.7 155

185 OvarianKfailureKrelatedKtoKeukaryoticKinitiationKfactorKeuKmutationsaKAmericanaJournalaofaHumana
GeneticsWK2003WKjeWKdhggXhc 11 150

184 PediatricKyabryKdiseaseaKPediatricsWK2005WKddhWKefggXhh 7.4 144

183 xnzymeXreplacementKtherapyKwithKagalsidaseKalfaKinKchildrenKwithKyabryKdiseaseaKPediatricsWK2006WK
ddkWKlegXfe 7.4 140

182 xlevatedKcerebralKbloodKflowKvelocitiesKinKyabryKdiseaseKwithKreversalKafterKenzymeKreplacementaK
StrokeWK2002WKffWKhehXfd 6.7 138

181 vaseKdefinitionKandKclassificationKofKleukodystrophiesKandKleukoencephalopathiesaKMoleculara
GeneticsaandaMetabolismWK2015WKddgWKglgXhcc 3.7 137

180
tKdeKnovoKmutationKinKtheK˛†XtubulinKgeneKTUuugtKresultsKinKtheKleukoencephalopathyK
hypomyelinationKwithKatrophyKofKtheKbasalKgangliaKandKcerebellumaKAmericanaJournalaofaHumana
GeneticsWK2013WKleWKjijXjf

11 133

179 zlucosylceramideKandKglucosylsphingosineKmodulateKcalciumKmobilizationKfromKbrainKmicrosomesK
viaKdifferentKmechanismsaKJournalaofaBiologicalaChemistryWK2003WKejkWKefhlgXl 5.4 132

178 TheKefficacyKofKenzymeKreplacementKtherapyKinKpatientsKwithKchronicKneuronopathicKzaucherRsK
diseaseaKJournalaofaPediatricsWK2001WKdfkWKhflXgj 3.6 132

177 tgalsidaseKalfaKandKkidneyKdysfunctionKinKyabryKdiseaseaKJournalaofatheaAmericanaSocietyaofa
Nephrology:aJASNWK2009WKecWKddfeXl 12.7 127

176 xnhancedKcalciumKreleaseKinKtheKacuteKneuronopathicKformKofKzaucherKdiseaseaKNeurobiologyaofa
DiseaseWK2005WKdkWKkfXk 7.5 125

175 RetroviralKtransferKofKtheKglucocerebrosidaseKgeneKintoKvwfgVKcellsKfromKpatientsKwithKzaucherK
diseasemKinKvivoKdetectionKofKtransducedKcellsKwithoutKmyeloablationaKHumanaGeneaTherapyWK1998WKlWKeielXgc4.8 122

174 vlinicalKspectrumKofKg—KleukodystrophyKcausedKbyKPOαRftKandKPOαRfuKmutationsaKNeurologyWK2014
WKkfWKdklkXlch 6.5 118

173 TheKpharmacologicalKchaperoneKisofagomineKincreasesKtheKactivityKofKtheKzaucherKdiseaseKαgggPK
mutantKformKofKbetaXglucosidaseaKFEBSaJournalWK2010WKejjWKdidkXfk 5.7 117

172 PhenotypicKcontinuumKinKneuronopathicKzaucherKdiseasemKanKintermediateKphenotypeKbetweenK
typeKeKandKtypeKfaKJournalaofaPediatricsWK2003WKdgfWKejfXi 3.6 112

171 TheKvalidationKofKpharmacogeneticsKforKtheKidentificationKofKyabryKpatientsKtoKbeKtreatedKwithK
migalastataKGeneticsainaMedicineWK2017WKdlWKgfcXgfk 8.1 110

(2017-2011)
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170 TheKcerebralKvasculopathyKofKyabryKdiseaseaKJournalaofatheaNeurologicalaSciencesWK2007WKehjWKehkXif 3.2 109

169 RecessiveKmutationsKinKPOαRfuWKencodingKtheKsecondKlargestKsubunitKofKPolKIIIWKcauseKaKrareK
hypomyelinatingKleukodystrophyaKAmericanaJournalaofaHumanaGeneticsWK2011WKklWKiheXh 11 107

168 xnhancedKendotheliumXdependentKvasodilationKinKyabryKdiseaseaKStrokeWK2001WKfeWKdhhlXie 6.7 107

167 ProspectiveKstudyKofKneurologicalKresponsesKtoKtreatmentKwithKmacrophageXtargetedK
glucocerebrosidaseKinKpatientsKwithKtypeKfKzaucherRsKdiseaseaKAnnalsaofaNeurologyWK1997WKgeWKidfXed 9.4 103

166
RetroviralKTransferKofKtheKzlucocerebrosidaseKzeneKintoKvwfgVKvellsKfromKPatientsKwithKzaucherK
wiseasemKInKVivoKwetectionKofKTransducedKvellsKwithoutKβyeloablationaKHumanaGeneaTherapyWK1998WK
lWKeielXeigc

4.8 103

165 IncreasedKsignalKintensityKinKtheKpulvinarKonKTdXweightedKimagesmKaKpathognomonicKβRKimagingK
signKofKyabryKdiseaseaKAmericanaJournalaofaNeuroradiologyWK2003WKegWKdcliXdcd 4.4 103

164
WeeklyKenzymeKreplacementKtherapyKmayKslowKdeclineKofKrenalKfunctionKinKpatientsKwithKyabryK
diseaseKwhoKareKonKlongXtermKbiweeklyKdosingaKJournalaofatheaAmericanaSocietyaofaNephrology:aJASNWK
2007WKdkWKdhjiXkf

12.7 101

163 xarlyKalterationsKofKbrainKcellularKenergyKhomeostasisKinK—untingtonKdiseaseKmodelsaKJournalaofa
BiologicalaChemistryWK2012WKekjWKdfidXjc 5.4 92

162
TheKrelationshipKofKvascularKglycolipidKstorageKtoKclinicalKmanifestationsKofKyabryKdiseasemKaK
crossXsectionalKstudyKofKaKlargeKcohortKofKclinicallyKaffectedKheterozygousKwomenaKMedicineaiUniteda
StateskWK2005WKkgWKeidXeik

1.8 91

161 tdultKpolyglucosanKbodyKdiseasemKNaturalK—istoryKandKKeyKβagneticKResonanceKImagingKyindingsaK
AnnalsaofaNeurologyWK2012WKjeWKgffXgd 9.4 88

160 PhysiologicalKcharacterizationKofKneuropathyKinKyabryRsKdiseaseaKMuscleaandaNerveWK2002WKeiWKieeXl 3.4 88

159 WhiteKmatterKlesionsKinKyabryKdiseaseKoccurKinKRpriorRKselectivelyKhypometabolicKandKhyperperfusedK
brainKregionsaKBrainaResearchaBulletinWK2003WKieWKefdXgc 3.9 87

158 WholeKexomeKsequencingKinKpatientsKwithKwhiteKmatterKabnormalitiesaKAnnalsaofaNeurologyWK2016WK
jlWKdcfdXdcfj 9.4 86

157 βyoclonicKepilepsyKinKzaucherKdiseasemKgenotypeXphenotypeKinsightsKfromKaKrareKpatientKsubgroupaK
PediatricaResearchWK2003WKhfWKfkjXlh 3.2 85

156 βappingKofKtheKmucolipidosisKtypeKIVKgeneKtoKchromosomeKdlpKandKdefinitionKofKfounderK
haplotypesaKAmericanaJournalaofaHumanaGeneticsWK1999WKihWKjjfXk 11 83

155 vellularKandKtissueKlocalizationKofKglobotriaosylceramideKinKyabryKdiseaseaKVirchowsaArchivaFura
PathologischeaAnatomieaUndaPhysiologieaUndaFuraKlinischeaMedizinWK2007WKghdWKkefXfg 5.1 81

154 xffectKofKgeneticKmodifiersKonKcerebralKlesionsKinKyabryKdiseaseaKNeurologyWK2005WKigWKedgkXhc 6.5 79

153 yoamyKcellsKwithKoligodendroglialKphenotypeKinKchildhoodKataxiaKwithKdiffuseKcentralKnervousK
systemKhypomyelinationKsyndromeaKActaaNeuropathologicaWK2000WKdccWKifhXgi 14.3 79
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152 xnzymeKreplacementKtherapyKandKintraepidermalKinnervationKdensityKinKyabryKdiseaseaKMuscleaanda
NerveWK2006WKfgWKhfXi 3.4 77

151 wecreasedKguanineKnucleotideKexchangeKfactorKactivityKinKeIyeuXmutatedKpatientsaKEuropeana
JournalaofaHumanaGeneticsWK2004WKdeWKhidXi 5.3 75

150 xnzymeXreplacementKtherapyKforKmetabolicKstorageKdisordersaKLancetaNeurologynaTheWK2004WKfWKjheXi 24.1 75

149 βutationsKinKSNORwddkKcauseKtheKcerebralKmicroangiopathyKleukoencephalopathyKwithK
calcificationsKandKcystsaKNatureaGeneticsWK2016WKgkWKddkhXle 36.3 74

148 NewKprospectsKforKtheKtreatmentKofKlysosomalKstorageKdiseasesaKDrugsWK2002WKieWKjffXge 12.1 74

147 TheKlatestKonKleukodystrophiesaKCurrentaOpinionainaNeurologyWK2004WKdjWKdkjXle 7.1 73

146 NewKsyndromeKcharacterizedKbyKhypomyelinationKwithKatrophyKofKtheKbasalKgangliaKandKcerebellumaK
AmericanaJournalaofaNeuroradiologyWK2002WKefWKdgiiXjg 4.4 73

145 UpdateKonKαeukodystrophiesmKtK—istoricalKPerspectiveKandKtdaptedKwefinitionaKNeuropediatricsWK
2016WKgjWKfglXfhg 1.6 72

144 —ypomyelinationKwithKatrophyKofKtheKbasalKgangliaKandKcerebellummKfurtherKdelineationKofKtheK
phenotypeKandKgenotypeXphenotypeKcorrelationaKBrainWK2014WKdfjWKdledXfc 11.2 72

143 zaucherKdiseasemKProgressKandKongoingKchallengesaKMolecularaGeneticsaandaMetabolismWK2017WKdecWKkXed 3.7 72

142 tKpharmacogeneticKapproachKtoKidentifyKmutantKformsKofK˛–XgalactosidaseKtKthatKrespondKtoKaK
pharmacologicalKchaperoneKforKyabryKdiseaseaKHumanaMutationWK2011WKfeWKlihXjj 4.7 69

141 —eightenedKstressKresponseKinKprimaryKfibroblastsKexpressingKmutantKeIyeuKgenesKfromK
vtv—bVWβKleukodystrophyKpatientsaKHumanaGeneticsWK2005WKddkWKllXdci 6.3 69

140
PathologicalKfindingsKinKaKpatientKwithKyabryKdiseaseKwhoKdiedKafterKeahKyearsKofKenzymeK
replacementaKVirchowsaArchivaFuraPathologischeaAnatomieaUndaPhysiologieaUndaFuraKlinischeaMedizinWK
2006WKggkWKffjXgf

5.1 67

139 αeukodystrophyKinKpatientsKwithKovarianKdysgenesisaKAnnalsaofaNeurologyWK1997WKgdWKihgXid 9.4 64

138 TransferKofKaKmitochondrialKwNtKfragmentKtoKβvOαNdKcausesKanKinheritedKcaseKofKmucolipidosisKIVaK
HumanaMutationWK2004WKegWKgicXh 4.7 61

137 tscorbateKdecreasesKyabryKcerebralKhyperperfusionKsuggestingKaKreactiveKoxygenKspeciesK
abnormalitymKanKarterialKspinKtaggingKstudyaKJournalaofaMagneticaResonanceaImagingWK2004WKecWKijgXkf 5.6 61

136 TriheptanoinKdramaticallyKreducesKparoxysmalKmotorKdisorderKinKpatientsKwithKzαUTdKdeficiencyaK
JournalaofaNeurologynaNeurosurgeryaandaPsychiatryWK2016WKkjWKhhcXf 5.5 60

135 vharacterizationKofKtigerXtailKbandingKandKhairKshaftKabnormalitiesKinKtrichothiodystrophyaKJournalaofa
theaAmericanaAcademyaofaDermatologyWK2005WKheWKeegXfe 4.5 59

(2005-2006)
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134
vhildhoodKataxiaKwithKvNSKhypomyelinationbvanishingKwhiteKmatterKdiseaseXXaKcommonK
leukodystrophyKcausedKbyKabnormalKcontrolKofKproteinKsynthesisaKMolecularaGeneticsaanda
MetabolismWK2006WKkkWKjXdh

3.7 57

133 βannoseKreceptorXmediatedKdeliveryKofKmossXmadeK˛–XgalactosidaseKtKefficientlyKcorrectsKenzymeK
deficiencyKinKyabryKmiceaKJournalaofaInheritedaMetabolicaDiseaseWK2016WKflWKelfXfcf 5.4 56

132
uiXallelicKvSydRKβutationsKvauseKSkeletalKwysplasiaKofKwysosteosclerosisXPyleKwiseaseKSpectrumK
andKwegenerativeKxncephalopathyKwithKurainKβalformationaKAmericanaJournalaofaHumanaGeneticsWK
2019WKdcgWKlehXlfh

11 56

131 SelectiveKarterialKdistributionKofKcerebralKhyperperfusionKinKyabryKdiseaseaKJournalaofaNeuroimagingWK
2001WKddWKfcfXj 2.8 56

130 TheKsaccadicKandKneurologicalKdeficitsKinKtypeKfKzaucherKdiseaseaKPLoSaONEWK2011WKiWKeeegdc 3.7 52

129 znR—XdeficientKphenotypesKinKhumansKandKmiceKwithKheterozygousKvariantsKinKKISSdbKissdaKJournala
ofaClinicalaEndocrinologyaandaMetabolismWK2011WKliWKxdjjdXkd 5.6 51

128 NeuronopathicKformsKofKzaucherRsKdiseaseaKBestaPracticeaandaResearch:aClinicalaHaematologyWK1997WK
dcWKjddXef 49

127 wiagnosisWKprognosisWKandKtreatmentKofKleukodystrophiesaKLancetaNeurologynaTheWK2019WKdkWKlieXlje 24.1 48

126 NoninvasiveKdiagnosisKandKophthalmicKfeaturesKofKmucolipidosisKtypeKIVaKOphthalmologyWK2002WKdclWKhkkXlg7.3 47

125 uiomarkersKofKyabryKdiseaseKnephropathyaKClinicalaJournalaofatheaAmericanaSocietyaofaNephrology:a
CJASNWK2010WKhWKficXg 6.9 46

124 yourXyearKprospectiveKclinicalKtrialKofKagalsidaseKalfaKinKchildrenKwithKyabryKdiseaseaKJournalaofa
PediatricsWK2010WKdhiWKkfeXjWKkfjaed 3.6 46

123 wecreasedKboneKdensityKinKsplenectomizedKzaucherKpatientsKreceivingKenzymeKreplacementK
therapyaKBloodaCellsnaMoleculesnaandaDiseasesWK2002WKekWKekkXli 2.1 45

122 IsKitKyabryKdiseaseraKGeneticsainaMedicineWK2016WKdkWKddkdXddkh 8.1 45

121
ProteomicsKofKspecificKtreatmentXrelatedKalterationsKinKyabryKdiseasemKaKstrategyKtoKidentifyK
biologicalKabnormalitiesaKProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofa
AmericaWK2007WKdcgWKekjfXk

11.5 44

120 yabryKdiseaseaKHandbookaofaClinicalaNeurologyaraEditedaByaPaJaVinkenaandaGaWaBruynWK2015WKdfeWKefdXgk 3 42

119 zeneticKandKclinicalKheterogeneityKinKeIyeuXrelatedKdisorderaKJournalaofaChildaNeurologyWK2008WKefWKechXdh2.5 42

118 ScreeningKforKpharmacologicalKchaperonesKinKyabryKdiseaseaKBiochemicalaandaBiophysicalaResearcha
CommunicationsWK2007WKfhlWKdikXjf 3.4 42

117 tlteredKdopamineKandKserotoninKmetabolismKinKmotoricallyKasymptomaticKRibeKmiceaKPLoSaONEWK
2011WKiWKedkffi 3.7 41
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116 tKyounderKβutationKinKVPSddKvausesKanKtutosomalKRecessiveKαeukoencephalopathyKαinkedKtoK
tutophagicKwefectsaKPLoSaGeneticsWK2016WKdeWKedcchkgk 6 41

115
wecreasedKasialotransferrinKinKcerebrospinalKfluidKofKpatientsKwithKchildhoodXonsetKataxiaKandK
centralKnervousKsystemKhypomyelinationbvanishingKwhiteKmatterKdiseaseaKClinicalaChemistryWK2005WK
hdWKecfdXge

5.5 40

114 tuditoryKanalysisKofKxerodermaKpigmentosumKdljdXecdemKhearingKfunctionWKsunKsensitivityKandKwNtK
repairKpredictKneurologicalKdegenerationaKBrainWK2013WKdfiWKdlgXeck 11.2 39

113
PegunigalsidaseKalfaWKaKnovelKPxzylatedKenzymeKreplacementKtherapyKforKyabryKdiseaseWKprovidesK
sustainedKplasmaKconcentrationsKandKfavorableKpharmacodynamicsmKtKdXyearKPhaseKdbeKclinicalKtrialaK
JournalaofaInheritedaMetabolicaDiseaseWK2019WKgeWKhfgXhgg

5.4 38

112 g—KsyndromeKwithKlateXonsetKgrowthKhormoneKdeficiencyKcausedKbyKPOαRftKmutationsaKArchivesaofa
NeurologyWK2012WKilWKlecXf 37

111 xukaryoticKinitiationKfactorKeuKSeIyeuTKzxyKactivityKasKaKdiagnosticKtoolKforKxIyeuXrelatedKdisordersaK
PLoSaONEWK2009WKgWKekfdk 3.7 37

110 IdentificationKofKaKbiomarkerKinKcerebrospinalKfluidKforKneuronopathicKformsKofKzaucherKdiseaseaK
PLoSaONEWK2015WKdcWKecdecdlg 3.7 36

109 wiseaseKspecificKtherapiesKinKleukodystrophiesKandKleukoencephalopathiesaKMolecularaGeneticsaanda
MetabolismWK2015WKddgWKhejXfi 3.7 35

108 TimeKseriesKproteomeKprofilingKtoKstudyKendoplasmicKreticulumKstressKresponseaKJournalaofa
ProteomeaResearchWK2008WKjWKegfhXgg 5.6 34

107 tnKupdateKonKtheKleukodsytrophiesaKCurrentaOpinionainaNeurologyWK2001WKdgWKjklXlg 7.1 34

106
xnzymaticKandKfunctionalKcorrectionKalongKwithKlongXtermKenzymeKsecretionKfromKtransducedKboneK
marrowKhematopoieticKstembprogenitorKandKstromalKcellsKderivedKfromKpatientsKwithKyabryKdiseaseaK
ExperimentalaHematologyWK1999WKejWKddglXhl

3.1 34

105 QuantitativeKdysmorphologyKassessmentKinKyabryKdiseaseaKGeneticsainaMedicineWK2006WKkWKliXdcd 8.1 33

104 ObstructiveKhypertrophicKadenoidsKandKtonsilsKasKaKcauseKofKinfantileKfailureKtoKthrivemKreversedKbyK
tonsillectomyKandKadenoidectomyaKInternationalaJournalaofaPediatricaOtorhinolaryngologyWK1985WKlWKdkfXj 1.7 33

103 TUuugtKmutationsKresultKinKspecificKneuronalKandKoligodendrocyticKdefectsKthatKcloselyKmatchK
clinicallyKdistinctKphenotypesaKHumanaMolecularaGeneticsWK2017WKeiWKghciXghdk 5.6 32

102 TheKglycosylationKdesignKspaceKforKrecombinantKlysosomalKreplacementKenzymesKproducedKinKv—OK
cellsaKNatureaCommunicationsWK2019WKdcWKdjkh 17.4 32

101
xffectKofKagalsidaseKalfaKreplacementKtherapyKonKyabryKdiseaseXrelatedKhypertrophicK
cardiomyopathymKaKdeXKtoKfiXmonthWKretrospectiveWKblindedKechocardiographicKpooledKanalysisaK
ClinicalaTherapeuticsWK2009WKfdWKdliiXji

3.5 32

100 TheKpharmacologyKofKmultipleKregimensKofKagalsidaseKalfaKenzymeKreplacementKtherapyKforKyabryK
diseaseaKGeneticsainaMedicineWK2007WKlWKhcgXl 8.1 32

99 xnzymeKreplacementKinKyabryKdiseasemKpharmacokineticsKandKpharmacodynamicsKofKagalsidaseK
alphaKinKchildrenKandKadolescentsaKJournalaofaClinicalaPharmacologyWK2007WKgjWKdeeeXfc 2.9 32

(2007-2016)
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98 yabryRsKdiseaseXXanKimportantKriskKfactorKforKstrokeaKLancetnaTheWK2005WKfiiWKdjhgXi 40 32

97 vellularKandKtissueKdistributionKofKintravenouslyKadministeredKagalsidaseKalfaaKMolecularaGeneticsa
andaMetabolismWK2007WKlcWKfcjXde 3.7 30

96 tKprospectiveKdcXyearKstudyKofKindividualizedWKintensifiedKenzymeKreplacementKtherapyKinKadvancedK
yabryKdiseaseaKJournalaofaInheritedaMetabolicaDiseaseWK2015WKfkWKddelXfi 5.4 29

95 XPvKinitiationKcodonKmutationKinKxerodermaKpigmentosumKpatientsKwithKandKwithoutKneurologicalK
symptomsaKDNAaRepairWK2009WKkWKddgXeh 4.3 29

94 ParapelvicKkidneyKcystsmKaKdistinguishingKfeatureKwithKhighKprevalenceKinKyabryKdiseaseaKKidneya
InternationalWK2004WKiiWKljkXke 9.9 28

93 TheKdefinitionKofKneuronopathicKzaucherKdiseaseaKJournalaofaInheritedaMetabolicaDiseaseWK2020WKgfWKdchiXdchl5.4 28

92 tgalsidaseKalfaKinKpediatricKpatientsKwithKyabryKdiseasemKaKiahXyearKopenXlabelKfollowXupKstudyaK
OrphanetaJournalaofaRareaDiseasesWK2014WKlWKdil 4.2 27

91 TherapeuticKapproachesKforKneuronopathicKlysosomalKstorageKdisordersaKJournalaofaInheriteda
MetabolicaDiseaseWK2010WKffWKfjfXl 5.4 27

90 αysosomalKinclusionsKinKgastricKparietalKcellsKinKmucolipidosisKtypeKIVmKaKnovelKcauseKofKachlorhydriaK
andKhypergastrinemiaaKAmericanaJournalaofaSurgicalaPathologyWK1999WKefWKdhejXfd 6.7 27

89 zenotypeXphenotypeKevaluationKofKβxwdfαKdefectsKinKtheKlightKofKaKnovelKtruncatingKandKaK
recurrentKmissenseKmutationaKEuropeanaJournalaofaMedicalaGeneticsWK2017WKicWKghdXgig 2.6 26

88 NeuropathyKandKyabryKdiseasemKpathogenesisKandKenzymeKreplacementKtherapyaKActaaNeurologicaa
BelgicaWK2006WKdciWKidXh 1.5 26

87 weepKintronicKzuxdKmutationKinKmanifestingKheterozygousKpatientsKwithKadultKpolyglucosanKbodyK
diseaseaKJAMAaNeurologyWK2015WKjeWKggdXh 17.2 25

86 yabryKwiseasemKtKwisorderKofKvhildhoodKOnsetaKPediatricaNeurologyWK2016WKigWKdcXec 2.9 25

85 SkinKultrastructuralKfindingsKinKtypeKeKzaucherKdiseasemKdiagnosticKimplicationsaKMolecularaGeneticsa
andaMetabolismWK2011WKdcgWKifdXi 3.7 25

84 wiffuseKneuroaxonalKinvolvementKinKmucolipidosisKIVKasKassessedKbyKprotonKmagneticKresonanceK
spectroscopicKimagingaKJournalaofaChildaNeurologyWK2003WKdkWKggfXl 2.5 25

83 αeukodystrophyXassociatedKmutationsKdownXregulateKtheKRNtKpolymeraseKIIIKtranscriptKandK
importantKregulatoryKRNtaKJournalaofaBiologicalaChemistryWK2019WKelgWKjgghXjghl 5.4 22

82 vSyKandKuloodKαevelsKofKzytPKinKtlexanderKwiseaseaKENeuroWK2015WKeWK 3.9 22

81 xstablishmentKandKcharacterizationKofKyabryKdiseaseKendothelialKcellsKwithKanKextendedKlifespanaK
MolecularaGeneticsaandaMetabolismWK2007WKleWKdfjXgg 3.7 21
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80 ImprovedKintracellularKdeliveryKofKglucocerebrosidaseKmediatedKbyKtheK—IVXdKTtTKproteinK
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