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160 WholeUgenomeHsequencingHidentifiesHqzYHasHaHdeterminantHofHboneHdensityHandHfractureVHNatureTH
2015THaZbTHYYZUc 50.4 308

159 pifferentialHgeneticHeffectsHofHqβαYHgeneHpolymorphismsHonHosteoporosisHoutcomesVHJAMAcrc
JournalcofcthecAmericancMedicalcAssociationTH2004THZeZTHZYXaUY] 27.4 238

158 TheHassociationHbetweenHcommonHvitaminHpHreceptorHgeneHvariationsHandHosteoporosisfHaH
participantUlevelHmetaUanalysisVHAnnalscofcInternalcMedicineTH2006THY]aTHZaaUb] 8 185

157 slucocerebrosidaseHmutationsHconferHaHgreaterHriskHofHdementiaHduringHéarkinsonOsHdiseaseHcourseVH
MovementcDisordersTH2012THZcTH[e[Ue 7 102

156 UnusualHexpressionHofHsaucherOsHdiseasefHcardiovascularHcalcificationsHinHthreeHsibsHhomozygousHforH
theHp]XetHmutationVHJournalcofcMedicalcGeneticsTH1995TH[ZTHc]XUZ 5.8 89

155 TwoHnewHsingleUnucleotideHpolymorphismsHinHtheHoOxYmYHupstreamHregulatoryHregionHandHtheirH
relationshipHtoHboneHmineralHdensityVHJournalcofcBonecandcMineralcResearchTH2002THYcTH[d]Ue[ 6.3 77

154 oholesterolHregulatesHβyntaxinHbHtraffickingHatHtransUsolgiHnetworkHendosomalHboundariesVHCellc
ReportsTH2014THcTHdd[Uec 10.6 75

153 βimvastatinHandHatorvastatinHenhanceHgeneHexpressionHofHcollagenHtypeHYHandHosteocalcinHinH
primaryHhumanHosteoblastsHandHysUb[HculturesVHJournalcofcCellularcBiochemistryTH2007THYXYTHY][XUd 4.7 73

152
tomozygousHtandemHduplicationHwithinHtheHgeneHencodingHtheHbetaUsubunitHofHrodH
phosphodiesteraseHasHaHcauseHforHautosomalHrecessiveHretinitisHpigmentosaVHHumancMutationTH1995TH
aTHZZdU[]

4.7 65

151 runctionalHanalysisHofHY[HsnmHmutantHallelesHidentifiedHinHsaucherHdiseaseHpatientsfHéathogenicH
changesHandHJmodifierJHpolymorphismsVHHumancMutationTH2004THZ[THabcUca 4.7 64

150
TwentyUoneHnovelHmutationsHinHtheHsxnYHgeneHidentifiedHinHaHlargeHgroupHofHsyYUgangliosidosisH
andHyorquioHnHpatientsfHpossibleHcommonHoriginHforHtheHprevalentHpVαaetHmutationHamongHgypsiesVH
HumancMutationTH2006THZcTHYXbX

4.7 53

149 yiαzmHprofilingHofHwholeHtrabecularHbonefHidentificationHofHosteoporosisUrelatedHchangesHinH
yiαzmsHinHhumanHhipHbonesVHBMCcMedicalcGenomicsTH2015THdTHca 3.7 50

148 taplotypesHdefinedHbyHpromoterHandHintronHYHpolymorphismsHofHtheHoOxumYHgeneHregulateHboneH
mineralHdensityHinHwomenVHJournalcofcClinicalcEndocrinologycandcMetabolismTH2006THeYTH[acaUd[ 5.6 48

147 mHnewHlocusHforHautosomalHrecessiveHretinitisHpigmentosaHPαéYeQHmapsHtoHYpY[UYpZYVHGenomicsTH
1997TH]XTHY]ZUb 4.3 46

146 oOxYmYTHqβαYTHVpαHandHTsrnYHpolymorphismsHandHhaplotypesHinHrelationHtoHnypHinHβpanishH
postmenopausalHwomenVHOsteoporosiscInternationalTH2007THYdTHZ[aU][ 5.3 45

145 αegulationHofHoYéYeHgeneHexpressionHinHprimaryHhumanHosteoblastsfHeffectsHofHvitaminHpHandHotherH
treatmentsVHEuropeancJournalcofcEndocrinologyTH2003THY]dTHaYeUZb 6.5 45

144 saucherHdiseaseHinHβpanishHpatientsfHanalysisHofHeightHmutationsVHHumancMutationTH1995THaTH[X[Ue 4.7 45
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143 yolecularHanalysisHandHclinicalHfindingsHinHtheHβpanishHsaucherHdiseaseHpopulationfHputativeH
haplotypeHofHtheHz[cXβHancestralHchromosomeVHHumancMutationTH1998THYYTHZeaU[Xa 4.7 44

142 mntisenseHoligonucleotideHtreatmentHforHaHpseudoexonUgeneratingHmutationHinHtheHzéoYHgeneH
causingHziemannUéickHtypeHoHdiseaseVHHumancMutationTH2009TH[XTHqee[UqYXXY 4.7 41

141 udentificationHandHcharacterizationHofHβyépYHmutationsHcausingHziemannUéickHtypesHmHandHnHinH
βpanishHpatientsVHHumancMutationTH2009TH[XTHYYYcUZZ 4.7 39

140 éolymorphismsHinHtheHinterleukinUbHreceptorHgeneHareHassociatedHwithHboneHmineralHdensityHandH
bodyHmassHindexHinHβpanishHpostmenopausalHwomenVHEuropeancJournalcofcEndocrinologyTH2007THYacTHbccUd]6.5 39

139 mHmutationHwithinHtheHsaposinHpHdomainHinHaHsaucherHdiseaseHpatientHwithHnormalH
glucocerebrosidaseHactivityVHHumancGeneticsTH2005THYYcTHZcaUc 6.3 37

138 yolecularHanalysisHofH[XHziemannUéickHtypeHoHpatientsHfromHβpainVHClinicalcGeneticsTH2011THdXTH[eU]e 4 35

137 éromisingHresultsHofHtheHchaperoneHeffectHcausedHbyHiminoHsugarsHandHaminocyclitolHderivativesHonH
mutantHglucocerebrosidasesHcausingHsaucherHdiseaseVHBloodcCellsqcMoleculesqcandcDiseasesTH2009TH]ZTHYaeUbb2.1 35

136 udentificationHofHY]HnovelHsxnYHmutationsTHincludingHfiveHdeletionsTHinHYeHpatientsHwithHsyYH
gangliosidosisHfromHβouthHmmericaVHClinicalcGeneticsTH2007THcYTHZc[Ue 4 35

135 seneticHdeterminantsHofHaromataseHinhibitorUrelatedHarthralgiafHtheHnUmnxqHcohortHstudyVHBreastc
CancercResearchcandcTreatmentTH2013THY]XTH[daUea 4.4 34

134 yutationsHinHtheHqXTYHandHqXTZHgenesHinHβpanishHpatientsHwithHmultipleHosteochondromasVH
ScientificcReportsTH2013TH[THY[]b 4.9 34

133 ˛†UslucocerebrosidaseHgeneHmutationsHinHtwoHcohortsHofHsreekHpatientsHwithHsporadicHéarkinsonOsH
diseaseVHMolecularcGeneticscandcMetabolismTH2011THYX]THY]eUaZ 3.7 34

132 yucopolysaccharidosisHtypeHVuHphenotypesUgenotypesHandHantibodyHresponseHtoHgalsulfaseVH
OrphanetcJournalcofcRarecDiseasesTH2013THdTHaY 4.2 33

131 yappingHtheHgeneticHandHclinicalHcharacteristicsHofHsaucherHdiseaseHinHtheHuberianHéeninsulaVH
OrphanetcJournalcofcRarecDiseasesTH2012THcTHYc 4.2 33

130
éolymorphismsHofHgenesHinvolvedHinHhomocysteineHmetabolismHinHpreeclampsiaHandHinH
uncomplicatedHpregnanciesVHEuropeancJournalcofcObstetricsqcGynecologycandcReproductivecBiologyTH
2005THYZXTH]aUaZ

2.4 33

129 sséβYHyutationHandHmtypicalHremoralHrracturesHwithHnisphosphonatesVHNewcEnglandcJournalcofc
MedicineTH2017TH[cbTHYce]UYcea 59.2 32

128 unHvitroHfunctionalHassayHofHallelesHandHhaplotypesHofHtwoHoOxYmYUpromoterHβzésVHBoneTH2005TH[bTHeXZUd 4.7 32

127 TherapeuticHstrategiesHbasedHonHmodifiedHUYHsnαzmsHandHchaperonesHforHβanfilippoHoHsplicingH
mutationsVHOrphanetcJournalcofcRarecDiseasesTH2014THeTHYdX 4.2 31

126 βcreeningHofHomozmYmHandHmTéYmZHgenesHinHhemiplegicHmigrainefHclinicalTHgeneticTHandHfunctionalH
studiesVHMolecularcGeneticsciamp;cGenomiccMedicineTH2013THYTHZXbUZZ 2.3 31
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125
mnHevolutionaryHandHstructureUbasedHdockingHmodelHforHglucocerebrosidaseUsaposinHoHandH
glucocerebrosidaseUsubstrateHinteractionsHUHrelevanceHforHsaucherHdiseaseVHProteins:cStructureqc
FunctioncandcBioinformaticsTH2008THcXTHddZUeY

4.2 31

124 éresentHandHfutureHofHantisenseHtherapyHforHsplicingHmodulationHinHinheritedHmetabolicHdiseaseVH
JournalcofcInheritedcMetaboliccDiseaseTH2010TH[[TH[ecU]X[ 5.4 29

123 seneticHfineHlocalizationHofHtheHbetaUglucocerebrosidaseHPsnmQHandHprosaposinHPéβméQHgenesfH
implicationsHforHsaucherHdiseaseVHHumancGeneticsTH1997THYXXTHcaUe 6.3 29

122 éromoterHZHUYXZaHTWoHpolymorphismHinHtheHαUzXZHgeneHisHassociatedHwithHfemoralHneckHbmdHinH
βpanishHpostmenopausalHwomenVHCalcifiedcTissuecInternationalTH2007THdYTH[ZcU[Z 3.9 29

121 yutationHYXeYdeloHisHhighlyHprevalentHinHβpanishHβanfilippoHsyndromeHtypeHmHpatientsVHHumanc
MutationTH1998THYZTHZc]Ue 4.7 28

120
udentificationHofHtheHmolecularHdefectsHinHβpanishHandHmrgentinianHmucopolysaccharidosisHVuH
PyaroteauxUxamyHsyndromeQHpatientsTHincludingHeHnovelHmutationsVHMolecularcGeneticscandc
MetabolismTH2007THeZTHYZZU[X

3.7 28

119 yutationHanalysisHofHsaucherHdiseaseHpatientsHfromHmrgentinafHhighHprevalenceHofHtheHαeczciuH
mutationVHAmericancJournalcofcMedicalcGeneticscPartcATH1998THdXTH[][UaY 27

118 qffectHofHuxUYbetaTHésqPZQTHandHTsrUbetaYHonHtheHexpressionHofHOésHandHαmzwxHinHnormalHandH
osteoporoticHprimaryHhumanHosteoblastsVHJournalcofcCellularcBiochemistryTH2010THYYXTH[X]UYX 4.7 26

117
runctionalHanalysisHofHtheHuV[THuVbTHpuuHandHuV]HpromotersHofHoYéYeHParomataseQHgeneHinHhumanH
osteoblastsHandHtheirHroleHinHvitaminHpHandHdexamethasoneHstimulationVHEuropeancJournalcofc
EndocrinologyTH2005THYa[THedYUd

6.5 26

116 mctivityHandHtighUOrderHqffectiveHoonnectivityHmlterationsHinHβanfilippoHoHéatientUβpecificHzeuronalH
zetworksVHStemcCellcReportsTH2015THaTHa]bUac 8 25

115 mHnewHautosomalHrecessiveHretinitisHpigmentosaHlocusHmapsHonHchromosomeHZq[YUq[[VHJournalcofc
MedicalcGeneticsTH1998TH[aTHY]YUa 5.8 25

114 mHpeHzovoHzonsenseHyutationHinHymsqxZHinHaHéatientHunitiallyHpiagnosedHasHOpitzUofHβimilaritiesH
netweenHβchaafUYangHandHOpitzUoHβyndromesVHScientificcReportsTH2017THcTH]]Y[d 4.9 24

113 yaroteauxUxamyHsyndromefHfunctionalHcharacterizationHofHpathogenicHmutationsHandH
polymorphismsHinHtheHarylsulfataseHnHgeneVHMolecularcGeneticscandcMetabolismTH2008THe]TH[XaUYZ 3.7 24

112 mHnewHβzéHinHaHnegativeHregulatoryHregionHofHtheHoYéYemYHgeneHisHassociatedHwithHlumbarHspineH
nypHinHpostmenopausalHwomenVHBoneTH2006TH[dTHc[dU][ 4.7 24

111 tomocysteineHandHtheHyTtrαHbccoUUjTHalleleHinHprematureHcoronaryHarteryHdiseaseVHoaseHcontrolH
andHfamilyHstudiesVHEuropeancJournalcofcClinicalcInvestigationTH2001TH[YTHZ]U[X 4.6 24

110 mnalysisHofHthreeHfunctionalHpolymorphismsHinHrelationHtoHosteoporosisHphenotypesfHreplicationHinHaH
βpanishHcohortVHCalcifiedcTissuecInternationalTH2010THdcTHY]UZ] 3.9 23

109 qxpressionHandHcharacterizationHofHY]HsxnYHmutantHallelesHfoundHinHsyYUgangliosidosisHandH
yorquioHnHpatientsVHJournalcofcLipidcResearchTH2007TH]dTHZZcaUdZ 6.3 23

108 qvaluationHofHmminoglycosideHandHzonUmminoglycosideHoompoundsHforHβtopUoodonHαeadthroughH
TherapyHinHrourHxysosomalHβtorageHpiseasesVHPLoScONETH2015THYXTHeXY[adc[ 3.7 22
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107 TwoHnewHmildHhomozygousHmutationsHinHsaucherHdiseaseHpatientsfHclinicalHsignsHandHbiochemicalH
analysesVHAmericancJournalcofcMedicalcGeneticscPartcATH1997THcXTH][cU][ 22

106
éerinatalHlethalHphenotypeHwithHgeneralizedHichthyosisHinHaHtypeHZHsaucherHdiseaseHpatientHwithHtheH
[x]]]égq[Zbw]WéYdZxHgenotypefHeffectHofHtheHq[ZbwHchangeHinHneonatalHandHclassicHformsHofHtheH
diseaseVHBloodcCellsqcMoleculesqcandcDiseasesTH2005TH[aTHZa[Ud

2.1 21

105 βpectrumHofHonβHmutationsHinHYbHhomocystinuricHpatientsHfromHtheHuberianHéeninsulafHhighH
prevalenceHofHTYeYyHandHabsenceHofHuZcdTHorHs[XcβVHHumancMutationTH2003THZZTHYX[ 4.7 21

104 éolymorphismsHandHhaplotypesHacrossHtheHosteoprotegerinHgeneHassociatedHwithHboneHmineralH
densityHandHosteoporoticHfracturesVHOsteoporosiscInternationalTH2010THZYTHZdcUeb 5.3 20

103 TheHpVTYeYyHmutationHofHtheHonβHgeneHisHhighlyHprevalentHamongHhomocystinuricHpatientsHfromH
βpainTHéortugalHandHβouthHmmericaVHJournalcofcHumancGeneticsTH2006THaYTH[XaU[Y[ 4.3 20

102 oYéYYmYHexpressionHinHboneHisHassociatedHwithHaromataseHinhibitorUrelatedHboneHlossVHJournalcofc
MolecularcEndocrinologyTH2015THaaTHbeUce 4.5 19

101 qXTxZHandHqXTx[HinhibitionHwithHsiαzmsHasHaHpromisingHsubstrateHreductionHtherapyHforHβanfilippoHoH
syndromeVHScientificcReportsTH2015THaTHY[ba] 4.9 19

100 yolecularHcharacterizationHofHfiveHpatientsHwithHhomocystinuriaHdueHtoHsevereH
methylenetetrahydrofolateHreductaseHdeficiencyVHClinicalcGeneticsTH2010THcdTH]]YUd 4 19

99 mHnewHgeneUpseudogeneHfusionHalleleHdueHtoHaHrecombinationHinHintronHZHofHtheHglucocerebrosidaseH
geneHcausesHsaucherHdiseaseVHBloodcCellsqcMoleculesqcandcDiseasesTH2000THZbTH]XeUYb 2.1 19

98 yolecularHanalysisHofHβanfilippoHsyndromeHtypeHoHinHβpainfHsevenHnovelHtsβzmTHmutationsHandH
characterizationHofHtheHmutantHallelesVHClinicalcGeneticsTH2011THdXTH[bcUc] 4 18

97 mHnovelHmutationHinHexonHYcHofHtheHbetaUsubunitHofHrodHphosphodiesteraseHinHtwoHαéHsistersHofHaH
consanguineousHfamilyVHHumancGeneticsTH1996THecTH[aUd 6.3 18

96 udentificationHofHpositiveHandHnegativeHregulatoryHelementsHinvolvedHinHtheHretinoicHacidWcmyéH
inductionHofHrgfU[HtranscriptionHinHreHcellsVHNucleiccAcidscResearchTH1993THZYTHa[aYUe 20.1 18

95 oharacterisationHofHtwoHdeletionsHinvolvingHzéoYHandHflankingHgenesHinHziemannUéickHtypeHoH
diseaseHpatientsVHMolecularcGeneticscandcMetabolismTH2012THYXcTHcYbUZX 3.7 17

94 udentificationHandHfunctionalHanalysesHofHonβHallelesHinHβpanishHandHmrgentinianHhomocystinuricH
patientsVHHumancMutationTH2011TH[ZTHd[aU]Z 4.7 17

93 mHhaplotypeUbasedHanalysisHofHtheHxαéaHgeneHinHrelationHtoHosteoporosisHphenotypesHinHβpanishH
postmenopausalHwomenVHJournalcofcBonecandcMineralcResearchTH2008THZ[THYea]Ub[ 6.3 17

92 zeuronopathicHandHnonUneuronopathicHpresentationHofHsaucherHdiseaseHinHpatientsHwithHtheHthirdH
mostHcommonHmutationHPp]XetQHinHβpainVHJournalcofcInheritedcMetaboliccDiseaseTH1996THYeTHcedUdXX 5.4 17

91 zewHmurineHziemannUéickHtypeHoHmodelsHbearingHaHpseudoexonUgeneratingHmutationHrecapitulateH
theHmainHneurobehaviouralHandHmolecularHfeaturesHofHtheHdiseaseVHScientificcReportsTH2017THcTH]Ye[Y 4.9 16

90 olinicalHandHmutationalHcharacterizationHofHthreeHpatientsHwithHmultipleHsulfataseHdeficiencyfHreportH
ofHaHnewHsplicingHmutationVHMolecularcGeneticscandcMetabolismTH2005THdbTHZXbUYY 3.7 16
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89 saucherHdiseasefHtheHz[cXβHmutationHinHmshkenaziHvewishHandHβpanishHpatientsHhasHaHcommonH
originHandHaroseHseveralHthousandHyearsHagoVHAmericancJournalcofcHumancGeneticsTH1999THb]THYZ[[Ud 11 16

88 qvidenceHagainstHinvolvementHofHrecoverinHinHautosomalHrecessiveHretinitisHpigmentosaHinH]ZH
βpanishHfamiliesVHHumancGeneticsTH1995THebTHdeUe] 6.3 16

87 udentificationHofHaHnovelHpseudodeficiencyHalleleHinHtheHsxnYHgeneHinHaHcarrierHofHsyYH
gangliosidosisVHClinicalcGeneticsTH2007THcZTHYXeUYY 4 15

86 tighHprevalenceHofHonβHpVTYeYyHmutationHinHhomocystinuricHpatientsHfromHoolombiaVHHumanc
MutationTH2006THZcTHZeb 4.7 15

85
αzmiUmediatedHinhibitionHofHtheHglucosylceramideHsynthaseHPsoβQHgenefHmHpreliminaryHstudyH
towardsHaHtherapeuticHstrategyHforHsaucherHdiseaseHandHotherHglycosphingolipidHstorageHdiseasesVH
BloodcCellsqcMoleculesqcandcDiseasesTH2006TH[cTHYecUZX[

2.1 15

84 tomozygosityHforHtheHdoubleHp]XetStZaaóHalleleHinHtypeHuuHsaucherHdiseaseVHJournalcofcInheritedc
MetaboliccDiseaseTH2006THZeTHaeY 5.4 15

83 mHfolateUrichHdietHisHasHeffectiveHasHfolicHacidHfromHsupplementsHinHdecreasingHplasmaHhomocysteineH
concentrationsVHInternationalcJournalcofcMedicalcSciencesTH2005THZTHadUb[ 3.7 15

82 taplotypeHanalysisHsuggestsHaHsingleHnalkanHoriginHforHtheHsaucherHdiseaseH[p]XetgtZaaó]HdoubleH
mutantHalleleVHHumancMutationTH2008THZeTHqadUbc 4.7 14

81 runctionalHassaysHtestingHpathogenicityHofHY]HcystathionineUbetaHsynthaseHmutationsVHHumanc
MutationTH2006THZcTHZYY 4.7 14

80 yutationHandHhaplotypeHanalysesHinHZbHβpanishHβanfilippoHsyndromeHtypeHmHpatientsfHpossibleHsingleH
originHforHYXeYdeloHmutationVHAmericancJournalcofcMedicalcGeneticscPartcATH2001THYXXTHZZ[Ud 14

79 runctionalHrelevanceHofHtheHnypUassociatedHpolymorphismHrs[YZXXefHnovelHinvolvementHofHαUzXZH
inHxαéaHtranscriptionalHregulationVHJournalcofcBonecandcMineralcResearchTH2011THZbTHYY[[U]] 6.3 13

78 αecurrenceHofHtheHp]XetHmutationHinHβpanishHsaucherHdiseaseHpatientsfHdescriptionHofHaHnewH
homozygousHpatientHandHhaplotypeHanalysisVHJournalcofcMedicalcGeneticsTH1998TH[aTHccaUc 5.8 13

77 éroUosteoporoticHmiαU[ZXaHimpairsHosteoblastHfunctionHandHinducesHoxidativeHstressVHPLoScONETH
2018THY[THeXZXdY[Y 3.7 13

76 seneticHanalysisHofHhighHboneHmassHcasesHfromHtheHnmαoOβHcohortHofHβpanishHpostmenopausalH
womenVHPLoScONETH2014THeTHee]bXc 3.7 12

75 UnsuccessfulHchimeraplastHstrategyHforHtheHcorrectionHofHaHmutationHcausingHsaucherHdiseaseVHBloodc
CellsqcMoleculesqcandcDiseasesTH2003TH[YTHYd[Ub 2.1 12

74 mHnovelHmutationHinHtheHnαomYHgeneHinHaHsermanHearlyUonsetHbreastHcancerHfamilyVHHumancMutationTH
1996THdTH[e[ 4.7 12

73 βanfilippoHβyndromefHyolecularHnasisTHpiseaseHyodelsHandHTherapeuticHmpproachesVHInternationalc
JournalcofcMolecularcSciencesTH2020THZYTH 6.3 12

72
runctionalHoharacterizationHofHaHssééβHVariantHudentifiedHinHmtypicalHremoralHrractureHéatientsHandH
pelineationHofHtheHαoleHofHssééβHinHnoneUαelevantHoellHTypesVHJournalcofcBonecandcMineralcResearch
TH2018TH[[THZXeYUZXed

6.3 12
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71 mntisenseHmediatedHsplicingHmodulationHforHinheritedHmetabolicHdiseasesfHchallengesHforHdeliveryVH
NucleiccAcidcTherapeuticsTH2014THZ]TH]dUab 4.8 11

70 oOxYmYHhaplotypesHandHhipHfractureVHJournalcofcBonecandcMineralcResearchTH2012THZcTHeaXU[ 6.3 11

69 mnalysesHofHαmzwHandHαmzwxHinHtheHpostUsWmβHcontextfHfunctionalHevidenceHofHvitaminHpH
stimulationHthroughHaHαmzwxHdistalHregionVHJournalcofcBonecandcMineralcResearchTH2013THZdTHZaaXUbX 6.3 11

68 rrequencyHofHtheHarylsulphataseHmHpseudodeficiencyHalleleHinHtheHβpanishHpopulationVHClinicalc
GeneticsTH1993TH]]TH[ZXU[ 4 11

67 TwoHnovelHPYXedinsmHandHY[Y[tQHandHoneHrareHPα[aeóQHmutationsHdetectedHinHexonHdHofHtheH
betaUglucocerebrosidaseHgeneHinHsaucherOsHdiseaseHpatientsVHHumancMutationTH1996THcTHZcZU] 4.7 11

66 βcreeningHofHopebHandHmβXxYHinHYYHpatientsHwithHOpitzHoHorHnohringUOpitzHsyndromesVHAmericanc
JournalcofcMedicalcGeneticsqcPartcATH2016THYcXmTHZ]U[Y 2.5 11

65 qxpressionHprofilingHofHmicroαzmsHinHhumanHboneHtissueHfromHpostmenopausalHwomenVHHumancCellTH
2018TH[YTH[[U]Y 4.5 10

64 slucocerebrosidaseHenhancersHforHselectedHsaucherHdiseaseHgenotypesHbyHmodificationHofH
˛–UYUoUsubstitutedHiminoUpUxylitolsHPpuXsQHbyHclickHchemistryVHChemMedChemTH2014THeTHYc]]Ua] 3.7 10

63 oommonHandHrareHvariantsHofHWzTYbTHpwwYHandHβOβTHandHtheirHrelationshipHwithHboneHmineralH
densityVHScientificcReportsTH2018THdTHYXeaY 4.9 9

62 ziemannUéickHtypeHoHdiseasefHaHnovelHzéoYHmutationHsegregatingHinHaHsreekHislandVHClinicalcGenetics
TH2014THdaTHa][Uc 4 9

61 mHbroadHspectrumHofHgenomicHchangesHinHlatinamericanHpatientsHwithHqXTYWqXTZUopsVHScientificc
ReportsTH2014TH]THb]Xc 4.9 9

60 mHonβHhaplotypeHandHaHpolymorphismHatHtheHyβαHgeneHareHassociatedHwithHcardiovascularHdiseaseHinH
aHβpanishHcaseUcontrolHstudyVHClinicalcBiochemistryTH2007TH]XTHdb]Ud 3.5 9

59
zewHinsightsHintoHtheHoriginHofHtheHsaucherHdiseaseUcausingHmutationHz[cXβfHextendedHhaplotypeH
analysisHusingHtheHaso[VZTHa]cXHsWmTHandHuTsbVZHpolymorphismsVHBloodcCellsqcMoleculesqcandcDiseases
TH2001THZcTHeaXUe

2.1 9

58 noneHdevelopmentHandHremodelingHinHmetabolicHdisordersVHJournalcofcInheritedcMetaboliccDiseaseTH
2020TH][THY[[UY]] 5.4 9

57 yutationalHspectrumHbyHphenotypefHpanelUbasedHzsβHtestingHofHpatientsHwithHclinicalHsuspicionHofH
αmβopathyHandHchildrenHwithHmultipleHcafˆ'UauUlaitHmaculesVHClinicalcGeneticsTH2020THecTHZb]UZca 4 9

56 TheHβpectrumHofHziemannUéickHTypeHoHpiseaseHinHsreeceVHJIMDcReportsTH2017TH[bTH]YU]d 1.9 8

55 runctionalHcharacterizationHofHtheHocOαrcbHgenomicHregionTHaHprominentHsWmβHsignalHforH
osteoporosisHinHcqZYV[VHBoneTH2019THYZ[TH[eU]c 4.7 8

54
βelectiveHchaperoneHeffectHofHaminocyclitolHderivativesHonHsZXZαHandHotherHmutantH
glucocerebrosidasesHcausingHsaucherHdiseaseVHInternationalcJournalcofcBiochemistrycandcCellcBiologyTH
2014THa]THZ]aUa]

5.6 8
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53 yolecularHcharacterizationHofHaHnewHdeletionHofHtheHsnmYHgeneHdueHtoHanHinterHmluHrecombinationH
eventVHMolecularcGeneticscandcMetabolismTH2011THYXZTHZZbUd 3.7 8

52 mutosomalHrecessiveHretinitisHpigmentosaHinHβpainfHevaluationHofHfourHgenesHandHtwoHlociHinvolvedHinH
theHdiseaseVHClinicalcGeneticsTH1996THaXTH[dXUc 4 8

51 mnalysisHofHnonsenseUmediatedHmαzmHdecayHinHmutantHallelesHidentifiedHinHβpanishHsaucherHdiseaseH
patientsVHBloodcCellsqcMoleculesqcandcDiseasesTH2006TH[bTH]bUaZ 2.1 8

50
TranscriptionalHregulationHofHtheHintUZHgeneHinHembryonalHcarcinomaHcellsVHCellcGrowthcic
Differentiation:cthecMolecularcBiologycJournalcofcthecAmericancAssociationcforcCancercResearchTH1991TH
ZTHY[cU][

8

49 éhenotypicHspectrumHandHtranscriptomicHprofileHassociatedHwithHgermlineHvariantsHinHTαmrcVH
GeneticscincMedicineTH2020THZZTHYZYaUYZZb 8.1 7

48 riveHnewHcasesHofHsyndromicHintellectualHdisabilityHdueHtoHwmTbmHmutationsfHwideningHtheHmolecularH
andHclinicalHspectrumVHOrphanetcJournalcofcRarecDiseasesTH2020THYaTH]] 4.2 7

47 éutativeHassociationHofHaHmutantHαOyYHalleleHwithHretinitisHpigmentosaVHHumancGeneticsTH1997THeeTHdZcU[X6.3 7

46 TwoHsuccessfulHpregnanciesHinHpyridoxineUnonresponsiveHhomocystinuriaVHJournalcofcInheritedc
MetaboliccDiseaseTH2004THZcTHccaUc 5.4 7

45 zoHevidenceHofHlinkageHtoHbpHmarkersHinHspanishHfamiliesHwithHjuvenileHmyoclonicHepilepsyVH
NeurosciencecLettersTH2000THZdbTHZY[Uc 3.3 7

44 seneticHfineHlocalizationHofHtheHarrestinHPβUantigenQHgeneH]HcyHdistalHfromHpZβYcZVHHumancGeneticsTH
1994THe]THYe[U] 6.3 7

43
βtereodivergentHsynthesisHofHrightUHandHleftUhandedHiminoxylitolHheterodimersHandHmonomersVH
βtudyHofHtheirHimpactHonH˛†UglucocerebrosidaseHactivityVHOrganiccandcBiomolecularcChemistryTH2017TH
YaTH[bdYU[cXa

3.9 6

42 zeuronalHandHmstrocyticHpifferentiationHfromHβanfilippoHoHβyndromeHiéβosHforHpiseaseHyodelingH
andHprugHpevelopmentVHJournalcofcClinicalcMedicineTH2020THeTH 5.1 6

41 βαHproteinsHandHtheHnonsenseUmediatedHdecayHmechanismHareHinvolvedHinHhumanHsxnYHgeneH
alternativeHsplicingVHBMCcResearchcNotesTH2008THYTHY[c 2.3 6

40 qxpressionHandHfunctionalHcharacterizationHofHhumanHmutantHsulfamidaseHinHinsectHcellsVHMolecularc
GeneticscandcMetabolismTH2004THd[THZ]bUaY 3.7 6

39 TheHβpectrumHofHwrabbeHpiseaseHinHsreecefHniochemicalHandHyolecularHrindingsVHJIMDcReportsTH2016
THZaTHacUb] 1.9 5

38 mHpeHzovoHrOXéYHTruncatingHyutationHinHaHéatientHOriginallyHpiagnosedHasHoHβyndromeVHScientificc
ReportsTH2018THdTHbe] 4.9 5

37 senerationHofHaHhumanHneuronalHstableHcellHmodelHforHniemannUpickHoHdiseaseHbyHαzmHinterferenceVH
JIMDcReportsTH2012TH]THZeU[c 1.9 5

36 noneHmassHofHaHYY[UyearUoldHmanVHJournalscofcGerontologycrcSeriescAcBiologicalcSciencescandcMedicalc
SciencesTH2007THbZTHce]Ua 6.4 5
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35 xinkageHdisequilibriumHdetectedHbetweenHmyotonicHdystrophyHandHtheHanonymousHmarkerHpYeβb[H
inHtheHβpanishHpopulationVHHumancGeneticsTH1992THdeTHZdcUeY 6.3 5

34 unvolvementHofHsaucherHpiseaseHyutationsHinHéarkinsonHpiseaseVHCurrentcProteincandcPeptidec
ScienceTH2017THYdTHcadUcb] 2.8 5

33
senerationHofHtwoHcompoundHheterozygousHtsβzmTUmutatedHlinesHfromHhealthyHinducedH
pluripotentHstemHcellsHusingHoαuβéαWoaseHtoHmodelHβanfilippoHoHsyndromeVHStemcCellcResearchTH2019
TH]YTHYXYbYb

1.6 5

32 pétYHsyndromefHtwoHnovelHvariantsHandHstructuralHandHfunctionalHanalysesHofHsevenHmissenseH
variantsHidentifiedHinHsyndromicHpatientsVHEuropeancJournalcofcHumancGeneticsTH2020THZdTHb]Uca 5.3 5

31 TheHmutationHpVslyb]bTrpfsRYZHfoundHinHaHTurkishHboyHwithHnohringUOpitzHβyndromeVHClinicalcCasec
ReportscmdiscontinuednTH2018THbTHY]aZUY]ab 0.7 5

30 OnHtheHageHofHtheHmostHprevalentHsaucherHdiseaseUcausingHmutationTHz[cXβVHAmericancJournalcofc
HumancGeneticsTH2000THbbTHZXY]Ua 11 4

29 qxtendingHtheHphenotypicHspectrumHofHnohringUOpitzHsyndromefHyildHcaseHconfirmedHbyHfunctionalH
studiesVHAmericancJournalcofcMedicalcGeneticsqcPartcATH2020THYdZTHZXYUZX] 2.5 4

28 oaseHreportHofHaHchildHbearingHaHnovelHdeleteriousHsplicingHvariantHinHéusTVHMedicinecmUnitedcStatesnTH
2019THedTHeY]aZ] 1.8 4

27 runctionalHmssessmentHofHoodingHandHαegulatoryHVariantsHrromHtheHxocusVHJBMRcPlusTH2020TH]THeYX]Z[ 3.9 3

26 piscrepancyHbetweenHboneHdensityHandHboneHmaterialHstrengthHindexHinHthreeHsiblingsHwithH
oamuratiUqngelmannHdiseaseVHOsteoporosiscInternationalTH2017THZdTH[]deU[]e[ 5.3 3

25 éerinatalHlethalHformHofHsaucherHdiseaseVHolinicalHandHmolecularHcharacterizationHofHaHsreekHcaseVH
BloodcCellsqcMoleculesqcandcDiseasesTH2010TH]]THdZU[ 2.1 3

24 αecentHpatentsHrelatingHtoHsiαzmsHandHtherapeuticHstrategiesHforHgeneticHdiseasesVHRecentcPatentsc
oncDNAcicGenecSequencesTH2008THZTH]XU[ 3

23 WntHéathwayHqxtracellularHoomponentsHandHTheirHqssentialHαolesHinHnoneHtomeostasisVVHGenesTH
2022THY[TH 4.2 3

22 qstudioHdelHpatrˆ‡nHdeHexpresiˆ‡nHdeHmicroαzmsHenHelHhuesoHosteoporˆ‡ticoVHRevistacDecOsteoporosisc
YcMetabolismocMineralTH2016THdTHaUY] 1 3

21 senerationHofHtwoHzmsxUUmutatedHhomozygousHcellHlinesHfromHhealthyHinducedHpluripotentHstemH
cellsHusingHoαuβéαWoaseHtoHmodelHβanfilippoHnHsyndromeVHStemcCellcResearchTH2020TH]ZTHYXYbbd 1.6 3

20 seneticsHandHsenomicsHofHfHrunctionalHmnalysisHofHVariantsHandHsenomicHαegulationHinHOsteoblastsVH
InternationalcJournalcofcMolecularcSciencesTH2021THZZTH 6.3 3

19 mHαoadmapHtoHseneHpiscoveriesHandHzovelHTherapiesHinHyonogenicHxowHandHtighHnoneHyassH
pisordersVHFrontierscincEndocrinologyTH2021THYZTHcXecYY 5.7 3

18 saucherHdiseasefHniochemicalHandHmolecularHfindingsHinHY]YHpatientsHdiagnosedHinHsreeceVH
MolecularcGeneticscandcMetabolismcReportsTH2020THZ]THYXXbY] 1.8 2

(2020-1992)
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17 βcreeningHofHcacnaYaHandHmTéYmZHgenesHinHhemiplegicHmigrainefHclinicalTHgeneticHandHfunctionalH
studiesVHJournalcofcHeadachecandcPainTH2013THY]TH 8.8 2

16 pescriptionHofHextremeHlongevityHinHtheHnalearicHuslandsfHqxploringHaHpotentialHnlueHZoneHinH
yenorcaTHβpainVHGeriatricscandcGerontologycInternationalTH2014THY]THbZXUc 2.9 2

15 mHnovelHnonsenseHmutationHofHtheHqXTYHgeneHinHanHmrgentinianHpatientHwithHmultipleHhereditaryH
exostosesfHaHcaseHreportVHJournalcofcBonecandcJointcSurgerycrcSeriescATH2012THe]THecb 5.6 2

14 mHresponseHtoHwowarzHetHalVfHsaucherHmutationHcVbdXmjsHPpVzZZcβQHisHassociatedHwithHmyoclonicH
epilepsyVHHumancMutationTH2005THZbTHZc]UZca 4.7 2

13 andHyutationsHinHaHtighlyHoonsanguineousHramilyVHInternationalcJournalcofcMolecularcSciencesTH2021TH
ZZTH 6.3 2

12 βtrategiesHforHtheHseneticHmnalysisHofHmutosomalHαecessiveHαetinitisHéigmentosaHinHβpanishHramiliesH
1997THZb[UZca 2

11 αeliableHcoUsegregationHanalysisHforHprenatalHdiagnosisHandHheterozygoteHdetectionHinHsaucherH
diseaseH1998THYdTHZXcUZYZ 1

10
seneHrearrangementsHinHtheHglucocerebrosidaseUmetaxinHregionHgivingHriseHtoHdiseaseUcausingH
mutationsHandHpolymorphismsVHmnalysisHofHZaHαecHzciuHallelesHinHsaucherHdiseaseHpatientsVHHumanc
GeneticsTH2003THYYZTH]ZbUe

6.3 1

9
éerspectiveHofHtheHsqyβTOzqHoonsortiumHonHourrentHandHrutureHmpproachesHtoHrunctionalH
ValidationHforHβkeletalHseneticHpiseaseHUsingHoellularTHyolecularHandHmnimalUyodelingHTechniquesVVH
FrontierscincEndocrinologyTH2021THYZTHc[YZYc

5.7 1

8 tumanHoocyteHmeioticHmaturationHisHassociatedHwithHaHspecificHprofileHofHalternativelyHsplicedH
transcriptHisoformsVHMolecularcReproductioncandcDevelopmentTH2021THddTHbXaUbYc 2.6 1

7 yolecularHanalysisHandHclinicalHfindingsHinHtheHβpanishHsaucherHdiseaseHpopulationfHéutativeH
haplotypeHofHtheHz[cXβHancestralHchromosomeH1998THYYTHZea 1

6 βystematicHoollaborativeHαeanalysisHofHsenomicHpataHumprovesHpiagnosticHYieldHinHzeurologicHαareH
piseasesVVHJournalcofcMolecularcDiagnosticsTH2022THZ]THaZeUa]Z 5.1 1

5 qffectHofHtheHTumorHβuppressorHmiαU[ZXaHonHViabilityHandHrunctionalityHofHtumanHOsteosarcomaH
oellHxinesHoomparedHtoHérimaryHOsteoblastsVHAppliedcSciencescmSwitzerlandnTH2020THYXTHZdaZ 2.6 0

4 OnHtheHassociationHbetweenHohiariHmalformationHtypeHYTHboneHmineralHdensityHandHboneHrelatedH
genesVVHBonecReportsTH2022THYbTHYXYYdY 2.6 0

3 βzésHenHelH[OUTαHdeHgenHαmzwHdeterminanHlaHfracturaHosteoporˆ‡ticaHsitioUdependienteVHRevistacDec
OsteoporosiscYcMetabolismocMineralTH2013THaTHdaUeZ 1

2 seneticHmnalysisHinHaHramilialHoaseHWithHtighHnoneHyineralHpensityHβuggestsHmdditiveHqffectsHatH
TwoHxociVVHJBMRcPlusTH2022THbTHeYXbXZ 3.9

1 senomeHqditingHUsingHoaseUgαzmHαibonucleoproteinHinHtumanHéluripotentHβtemHoellsHforHpiseaseH
yodelingVHMethodscincMolecularcBiologyTH2021THY 1.4
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