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l Paper IF Citations

190 venomeVwideIstudyIofIsNpImethylationIshowsIalterationsIinImetabolicUIinflammatoryUIandI
cholesterolIpathwaysIinIp αWWIScienceeTranslationaleMedicineUI2022UIZcUIeabjYaec 17.5 4

189  ongIreadIsequencingIovercomesIchallengesIinItheIdiagnosisIofIαO₂sIneuropathyWWIJournaleofethee
PeripheraleNervouseSystemUI2022UI 4.7 1

188 rommonIandIrareIvariantIassociationIanalysesIinIamyotrophicIlateralIsclerosisIidentifyIZdIriskIlociI
withIdistinctIgeneticIarchitecturesIandIneuronVspecificIbiologyWINatureeGeneticsUI2021UIdbUIZebeVZecg 36.3 19

187 MetaVanalysisIofIgenomeVwideIsNpImethylationIidentifiesIsharedIassociationsIacrossI
neurodegenerativeIdisordersWIGenomeeBiologyUI2021UIaaUIhY 18.3 6

186 éolygenicIriskIscoreIanalysisIforIamyotrophicIlateralIsclerosisIleveragingIcognitiveIperformanceUI
educationalIattainmentIandIschizophreniaWIEuropeaneJournaleofeHumaneGeneticsUI2021UI 5.3 7

185 veneticIanalysisIofIv TgsZIandIp₂ééaZIinIpustralianIfamilialIandIsporadicIamyotrophicIlateralI
sclerosisWINeurobiologyeofeAgingUI2021UIZYZUIahfWehVahfWeZZ 5.6 2

184 ₂evisitingItheIpathogenicImechanismIofItheIvyqZIdPIUT₂IcWVZYbrImITImutationIcausingIrMTXZWI
NeurogeneticsUI2021UIaaUIZchVZeY 3

183 éathogenicIwuntingtinI₂epeatItxpansionsIinIéatientsIwithIurontotemporalIsementiaIandI
pmyotrophicI ateralIαclerosisWINeuronUI2021UIZYhUIccgVceYWec 13.9 20

182 αodiumIvalproateIincreasesIactivityIofItheIsirtuinIpathwayIresultingIinIbeneficialIeffectsIforI
spinocerebellarIataxiaVbIinIvivoWIMoleculareBrainUI2021UIZcUIZag 4.5 2

181 pssociationIofIVariantsIinItheIαéT rZIveneIWithIyuvenileIpmyotrophicI ateralIαclerosisWIJAMAe
NeurologyUI2021UIfgUIZabeVZacg 17.2 5

180
rharcotVMarieVtoothIdiseaseIcausingImutationIQpW₂ZdgwRIinIpyruvateIdehydrogenaseIkinaseIbI
QészbRIaffectsIsynapticItransmissionUIpTéIproductionIandIcausesIneurodegenerationIinIaIrMTXeIrWI
elegansImodelWIHumaneMoleculareGeneticsUI2021UI

5.6 1

179 TheIgeneticIlandscapeIofIaxonalIneuropathiesIinItheImiddleVagedIandIelderlyiIuocusIonWINeurologyUI
2020UIhdUIebZebVebZfh 6.5 5

178 rY sIisIaIcausativeIgeneIforIfrontotemporalIdementiaIVIamyotrophicIlateralIsclerosisWIBrainUI2020UI
ZcbUIfgbVfhh 11.2 33

177 αignificantIoutVofVsampleIclassificationIfromImethylationIprofileIscoringIforIamyotrophicIlateralI
sclerosisWINpjeGenomiceMedicineUI2020UIdUIZY 6.2 11

176
veneticIandIimmunopathologicalIanalysisIofIrwrwsZYIinIpustralianIamyotrophicIlateralIsclerosisI
andIfrontotemporalIdementiaIandItransgenicITséVcbImiceWIJournaleofeNeurologyreNeurosurgeryeande
PsychiatryUI2020UIhZUIZeaVZfZ

5.5 4

175 venomeVwideIassociationIstudyIidentifiesIgeneticIfactorsIthatImodifyIageIatIonsetIinI
MachadoVyosephIdiseaseWIAgingUI2020UIZaUIcfcaVcfde 5.6 6

174 venomeVwideIMetaVanalysisIuindsItheIprα dVZswwreI ocusIxsIpssociatedIwithIp αIandI inksI
WeightI ossItoItheIsiseaseIveneticsWICelleReportsUI2020UIbbUIZYgbab 10.6 18
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173
pIαimpleIsifferentiationIérotocolIforIvenerationIofIxnducedIéluripotentIαtemIrellVserivedIqasalI
uorebrainV ikeIrholinergicINeuronsIforIplzheimerPsIsiseaseIandIurontotemporalIsementiaIsiseaseI
ModelingWICellsUI2020UIhUI

7.9 11

172 ₂urZIexpansionsIcanImimicIhereditaryIsensoryIneuropathyIwithIcoughIandIαjˆ¶grenIsyndromeWIBrain
UI2020UIZcbUIega 11.2 6

171 xdentityIbyIdescentIanalysisIidentifiesIfounderIeventsIandIlinksIfamilialIandIsporadicIp αIcasesWINpje
GenomiceMedicineUI2020UIdUIba 6.2 4

170 xmpairedINwtyIrepairIinIamyotrophicIlateralIsclerosisIisIassociatedIwithITséVcbImutationsWI
MoleculareNeurodegenerationUI2020UIZdUIdZ 19 17

169 ModellingItheIpathogenesisIofIXVlinkedIdistalIhereditaryImotorIneuropathyIusingIpatientVderivedI
iéαrsWIDMMeDiseaseeModelseandeMechanismsUI2020UIZbUI 4.1 3

168
venerationIandIcharacterizationIofIaIhumanIinducedIpluripotentIstemIcellIlineIUOWiYYdVpIfromI
dermalIfibroblastsIderivedIfromIaIrrNuIfamilialIamyotrophicIlateralIsclerosisIpatientIusingIm₂NpI
reprogrammingWIStemeCelleResearchUI2019UIcYUIZYZdbY

1.6 2

167 MonozygoticItwinsIandItripletsIdiscordantIforIamyotrophicIlateralIsclerosisIdisplayIdifferentialI
methylationIandIgeneIexpressionWIScientificeReportsUI2019UIhUIgadc 4.9 21

166  inkageIanalysisIandIwholeIexomeIsequencingIrevealsIpwNpzaIasIaInovelIgeneticIcauseIforI
autosomalIrecessiveIrMTIinIaIMalaysianIfamilyWINeurogeneticsUI2019UIaYUIZZfVZaf 3 4

165
wereditaryIsensoryIandIautonomicIneuropathyItypeIxrIaccompaniedIbyIupperImotorIneuronI
abnormalitiesIandItypeIxxIjuxtafovealIretinalItelangiectasiasWIJournaleofetheePeripheraleNervouse
SystemUI2019UIacUIaacVaah

4.7 2

164 xnheritedINeuropathiesWISeminarseineNeurologyUI2019UIbhUIeaYVebh 3.2 5

163 pIdeInovoItv₂aIvariantUIcWZabapImIvIpWpspcZZvlyUIcausesIsevereIearlyVonsetIrharcotVMarieVToothI
NeuropathyITypeIbIQsejerineVαottasINeuropathyRWIScientificeReportsUI2019UIhUIZhbbe 4.9 1

162 MotorINeuronIpbnormalitiesIrorrelateIwithIxmpairedIMovementIinIZebrafishIthatItxpressIMutantI
αuperoxideIsismutaseIZWIZebrafishUI2019UIZeUIgVZc 2 5

161 qodyIcompositionIandIitsIassociationIwithIphysicalIperformanceUIqualityIofIlifeUIandIclinicalI
indictorsIinIrharcotVMarieVToothIdiseaseiIaIpilotIstudyWIDisabilityeandeRehabilitationUI2019UIcZUIcYdVcZa 2.4 2

160
αtructuralIvariationsIcausingIinheritedIperipheralIneuropathiesiIpIparadigmIforIunderstandingI
genomicIorganizationUIchromatinIinteractionsUIandIgeneIdysregulationWIMoleculareGeneticsekamp;e
GenomiceMedicineUI2018UIeUIcaaVcbb

2.3 13

159 UniqueIclinicalIandIneurophysiologicIprofileIofIaIcohortIofIchildrenIwithIrMTXbWINeurologyUI2018UI
hYUIeZfYeVeZfZY 6.5 2

158 venomeVwideIpnalysesIxdentifyIzxudpIasIaINovelIp αIveneWINeuronUI2018UIhfUIZaegVZagbWee 13.9 296

157 xnfantileVOnsetIMyelinIéroteinIZeroV₂elatedIsemyelinatingINeuropathyIéresentingIasIanIUpperI
txtremityIMonoplegiaWISeminarseinePediatriceNeurologyUI2018UIaeUIdaVdd 2.9 3

156 αarcolemmalIexcitabilityIinItheImyotonicIdystrophiesWIMuscleeandeNerveUI2018UIdfUIdhdVeYa 3.4 10
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155 pInovelIMrMbpéImutationIinIaI ebaneseIfamilyIwithIrecessiveIrharcotVMarieVToothIneuropathyWI
BrainUI2018UIZcZUIeee 11.2 4

154 pInovelIéarkinsonPsIdiseaseIriskIvariantUIpWIWbfg₂UIinItheIvaucherPsIdiseaseIvqpIgeneWIMovemente
DisordersUI2018UIbbUIZeeaVZeec 7 1

153 NeuronalIcellIcultureIfromItransgenicIzebrafishImodelsIofIneurodegenerativeIdiseaseWIBiologyeOpen
UI2018UIfUI 2.2 5

152 öuantitativeImuscleIultrasoundIasIaIbiomarkerIinIrharcotVMarieVToothIneuropathyWIClinicale
NeurophysiologyUI2017UIZagUIaafVaba 4.3 16

151 NonVnuclearIéoolIofIαplicingIuactorIαuéöI₂egulatesIpxonalITranscriptsI₂equiredIforINormalIMotorI
sevelopmentWINeuronUI2017UIhcUIbaaVbbeWed 13.9 36

150 wypomorphicImutationsIinIéO ₂bpIareIaIfrequentIcauseIofIsporadicIandIrecessiveIspasticIataxiaWI
BrainUI2017UIZcYUIZdeZVZdfg 11.2 58

149 txpressionIofIp αXuTsVlinkedImutantIrrNuIinIzebrafishIleadsItoIincreasedIcellIdeathIinItheIspinalI
cordIandIanIaberrantImotorIphenotypeWIHumaneMoleculareGeneticsUI2017UIaeUIaeZeVaeae 5.6 24

148 pIrecurrentIWp₂αImutationIisIaInovelIcauseIofIautosomalIdominantIdistalIhereditaryImotorI
neuropathyWIBrainUI2017UIZcYUIZadaVZaee 11.2 48

147 veneticIandIéathologicalIpssessmentIofIhn₂NépZUIhn₂NépaXqZUIandIhn₂NépbIinIuamilialIandI
αporadicIpmyotrophicI ateralIαclerosisWINeurodegenerativeeDiseasesUI2017UIZfUIbYcVbZa 2.3 16

146 ralpainIxnhibitionIxsIérotectiveIinIMachadoVyosephIsiseaseIZebrafishIsueItoIxnductionIofI
putophagyWIJournaleofeNeuroscienceUI2017UIbfUIffgaVffhc 6.6 40

145 pInovelIamyotrophicIlateralIsclerosisImutationIinIOéTNIinducesIt₂IstressIandIvolgiIfragmentationI
inIvitroWIAmyotrophiceLateraleSclerosiseandeFrontotemporaleDegenerationUI2017UIZgUIZaeVZbb 3.6 19

144 pITolaIvatewayVrompatibleIToolboxIforItheIαtudyIofItheINervousIαystemIandINeurodegenerativeI
siseaseWIZebrafishUI2017UIZcUIehVfa 2 30

143 pIZWbd´ MbIsNpIfragmentIisIinsertedIintoItheIswMNZIlocusIonIchromosomeIfqbcVqbeWaWIHumane
GeneticsUI2016UIZbdUIZaehVZafg 6.3 5

142 venomeVwideIassociationIanalysesIidentifyInewIriskIvariantsIandItheIgeneticIarchitectureIofI
amyotrophicIlateralIsclerosisWINatureeGeneticsUI2016UIcgUIZYcbVg 36.3 328

141 NtzZIvariantsIconferIsusceptibilityItoIamyotrophicIlateralIsclerosisWINatureeGeneticsUI2016UIcgUIZYbfVca 36.3 149

140 rrNuImutationsIinIamyotrophicIlateralIsclerosisIandIfrontotemporalIdementiaWINaturee
CommunicationsUI2016UIfUIZZadb 17.4 126

139 veneticIbasisIofIhindlimbIlossIinIaInaturallyIoccurringIvertebrateImodelWIBiologyeOpenUI2016UIdUIbdhVee 2.2 16

138 rharacterizingItheImolecularIphenotypeIofIanIptpfaQThgdxRIconditionalIknockIinImouseImodelIforI
XVlinkedIdistalIhereditaryImotorIneuropathyIQdwMNXRWIMetallomicsUI2016UIgUIhgZVha 4.5 9
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137 WholeIvenomeIαequencingIxdentifiesIaIfgIkbIxnsertionIfromIrhromosomeIgIasItheIrauseIofI
rharcotVMarieVToothINeuropathyIrMTXbWIPLoSeGeneticsUI2016UIZaUIeZYYeZff 6 15

136 éathogenicImechanismsIunderlyingIXVlinkedIrharcotVMarieVToothIneuropathyIQrMTXeRIinIpatientsI
withIaIpyruvateIdehydrogenaseIkinaseIbImutationWINeurobiologyeofeDiseaseUI2016UIhcUIabfVcc 7.5 10

135 MutationIanalysisIofIgenesIwithinItheIdynactinIcomplexIinIaIcohortIofIhereditaryIperipheralI
neuropathiesWIClinicaleGeneticsUI2016UIhYUIZafVbb 4 6

134 MO₂raImutationsIcauseIaxonalIrharcotVMarieVToothIdiseaseIwithIpyramidalIsignsWIAnnalseofe
NeurologyUI2016UIfhUIcZhVaf 9.4 32

133 MotorIcorticalIdysfunctionIdevelopsIinIspinocerebellarIataxiaItypeIbWIClinicaleNeurophysiologyUI2016UI
ZafUIbcZgVbcac 4.3 16

132 ₂elationshipIbetweenIphysicalIperformanceIandIqualityIofIlifeIinIrharcotVMarieVToothIdiseaseiIaI
pilotIstudyWIJournaleofetheePeripheraleNervouseSystemUI2016UIaZUIbdfVbec 4.7 10

131 NovelImotorIphenotypesIinIpatientsIwithIV₂zZImutationsIwithoutIpontocerebellarIhypoplasiaWI
NeurologyUI2016UIgfUIedVfY 6.5 22

130 womozygousImutationsIinIMuNaIcauseImultipleIsymmetricIlipomatosisIassociatedIwithIneuropathyWI
HumaneMoleculareGeneticsUI2015UIacUIdZYhVZc 5.6 53

129 plterationIofIornithineImetabolismIleadsItoIdominantIandIrecessiveIhereditaryIspasticIparaplegiaWI
BrainUI2015UIZbgUIaZhZVaYd 11.2 64

128 VariantsIassociatedIwithIvaucherIdiseaseIinImultipleIsystemIatrophyWIAnnalseofeClinicaleande
TranslationaleNeurologyUI2015UIaUIcZfVae 5.3 76

127 MutationIanalysisIofIMpT₂bIinIpustralianIfamilialIamyotrophicIlateralIsclerosisWINeurobiologyeofe
AgingUI2015UIbeUIZeYaWeZVa 5.6 12

126 UseIofIWholeVtxomeIαequencingIforIsiagnosisIofI imbVvirdleIMuscularIsystrophyiIOutcomesIandI
 essonsI earnedWIJAMAeNeurologyUI2015UIfaUIZcacVba 17.2 121

125 NovelITqzZItruncatingImutationIinIaIfamilialIamyotrophicIlateralIsclerosisIpatientIofIrhineseIoriginWI
NeurobiologyeofeAgingUI2015UIbeUIbbbcWeZVbbbcWed 5.6 29

124 rorticalIuunctionIinIpsymptomaticIrarriersIandIéatientsIWithIrhorffaIpmyotrophicI ateralI
αclerosisWIJAMAeNeurologyUI2015UIfaUIZaegVfc 17.2 59

123 xmprovedIinheritedIperipheralIneuropathyIgeneticIdiagnosisIbyIwholeVexomeIsequencingWI
MoleculareGeneticsekamp;eGenomiceMedicineUI2015UIbUIZcbVdc 2.3 47

122 pxonalIionIchannelIdysfunctionIinIchorffaIfamilialIamyotrophicIlateralIsclerosisWIJAMAeNeurologyUI
2015UIfaUIchVdf 17.2 27

121 tvaluationIofIαkinIuibroblastsIfromIpmyotrophicI ateralIαclerosisIéatientsIforItheI₂apidIαtudyIofI
éathologicalIueaturesWINeurotoxicityeResearchUI2015UIagUIZbgVce 4.3 21

120 txomeVwideIrareIvariantIanalysisIidentifiesITUqpcpImutationsIassociatedIwithIfamilialIp αWINeuronUI
2014UIgcUIbacVbZ 13.9 229

(2014-2016)
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119 pxonalIexcitabilityIinIXVlinkedIdominantIrharcotIMarieIToothIdiseaseWIClinicaleNeurophysiologyUI
2014UIZadUIZaeZVh 4.3 9

118 MutationsIinItheIαéT rZIproteinIcauseImitochondrialIstructuralIabnormalitiesIandIendoplasmicI
reticulumIstressIinIlymphoblastsWIDNAeandeCelleBiologyUI2014UIbbUIbhhVcYf 3.6 19

117 pnalysisIofIdyneinIintermediateIchainsUIlightIintermediateIchainsIandIlightIchainsIinIaIcohortIofI
hereditaryIperipheralIneuropathiesWINeurogeneticsUI2014UIZdUIaahVbd 3 3

116 MutantIhumanIuUαIxsIubiquitouslyImislocalizedIandIgeneratesIpersistentIstressIgranulesIinIprimaryI
culturedItransgenicIzebrafishIcellsWIPLoSeONEUI2014UIhUIehYdfa 3.7 16

115 t₂qqcImutationsIthatIdisruptItheIneuregulinVtrbqcIpathwayIcauseIamyotrophicIlateralIsclerosisI
typeIZhWIAmericaneJournaleofeHumaneGeneticsUI2013UIhbUIhYYVd 11 95

114 rontroversiesIandIprioritiesIinIamyotrophicIlateralIsclerosisWILanceteNeurologyreTheUI2013UIZaUIbZYVaa 24.1 377

113 wereditaryIspasticIparaplegiaItypeIcbIQαévcbRIisIcausedIbyImutationIinIrZhorfZaWIHumaneMutationUI
2013UIbcUIZbdfVeY 4.7 64

112 pIlossVofVfunctionIvariantIinItheIhumanIhistidylVt₂NpIsynthetaseIQwp₂αRIgeneIisIneurotoxicIinIvivoWI
HumaneMutationUI2013UIbcUIZhZVh 4.7 85

111 éathophysiologicalIinsightsIintoIp αIwithIrhO₂ufaIexpansionsWIJournaleofeNeurologyreNeurosurgerye
andePsychiatryUI2013UIgcUIhbZVd 5.5 80

110 MutationIanalysisIandIimmunopathologicalIstudiesIofIéuNZIinIfamilialIandIsporadicIamyotrophicI
lateralIsclerosisWINeurobiologyeofeAgingUI2013UIbcUIaabdWefVZY 5.6 15

109 ppparentIanticipationIinIαOsZIfamilialIamyotrophicIlateralIsclerosisWIAmyotrophiceLateraleSclerosise
andeFrontotemporaleDegenerationUI2013UIZcUIcdaVe 3.6 2

108 sNMTZImutationIhotIspotIcausesIvariedIphenotypesIofIwαpNZIwithIdementiaIandIhearingIlossWI
NeurologyUI2013UIgYUIgacVg 6.5 45

107 pInewIlocusIforIXVlinkedIdominantIrharcotVMarieVToothIdiseaseIQrMTXeRIisIcausedIbyImutationsIinI
theIpyruvateIdehydrogenaseIkinaseIisoenzymeIbIQészbRIgeneWIHumaneMoleculareGeneticsUI2013UIaaUIZcYcVZe5.6 48

106 ₂eVanalysisIofIanIoriginalIrMTXbIfamilyIusingIexomeIsequencingIidentifiesIaIknownIqαr aI
mutationWIMuscleeandeNerveUI2013UIcfUIhaaVc 3.4 9

105 TheIMuNaIVfYdxIVariantIxsINotIaIsiseaseVrausingIMutationiIpIαegregationIpnalysisIinIaIrMTaI
uamilyWIJournaleofeNeurodegenerativeeDiseasesUI2013UIaYZbUIchdgfb 3

104 txomeIsequencingItoIidentifyIdeInovoImutationsIinIsporadicIp αItriosWINatureeNeuroscienceUI2013UI
ZeUIgdZVd 25.5 112

103 pIrecurrentIlossVofVfunctionIalanylVt₂NpIsynthetaseIQpp₂αRImutationIinIpatientsIwithI
rharcotVMarieVToothIdiseaseItypeIaNIQrMTaNRWIHumaneMutationUI2012UIbbUIaccVdb 4.7 75

102 KsancingIfeetIdyskinesiasKiIaIclueItoIparkinIgeneImutationsWIMovementeDisordersUI2012UIafUIdgfVg 7 4

Garth A Nicholson

6



101 MutationIanalysisIofItheIoptineurinIgeneIinIfamilialIamyotrophicIlateralIsclerosisWINeurobiologyeofe
AgingUI2012UIbbUIaZYWehVZY 5.6 13

100 MutationIanalysisIofIVréIinIfamilialIandIsporadicIamyotrophicIlateralIsclerosisWINeurobiologyeofe
AgingUI2012UIbbUIZcggWeZdVe 5.6 14

99 Uqö NaXubiquilinIaImutationIandIpathologyIinIfamilialIamyotrophicIlateralIsclerosisWINeurobiologye
ofeAgingUI2012UIbbUIadafWebVZY 5.6 95

98 pIfamilyIwithIaIXVlinkedIdisordersiIrharcotVMarieVToothIdiseaseIandIhemophiliaIpWIMuscleeandeNerve
UI2012UIceUIcdcVd 3.4 1

97 TheIT₂zVfusedIgeneIisImutatedIinIhereditaryImotorIandIsensoryIneuropathyIwithIproximalI
dominantIinvolvementWIAmericaneJournaleofeHumaneGeneticsUI2012UIhZUIbaYVh 11 76

96 pInovelITp₂sqéIinsertionXdeletionImutationIinItheIflailIarmIvariantIofIamyotrophicIlateralI
sclerosisWIAmyotrophiceLateraleSclerosiseandeOthereMotoreNeuroneDisordersUI2012UIZbUIcedVfY 11

95 tvaluatingItheIroleIofItheIuUαXT αVrelatedIgeneItWα₂ZIinIamyotrophicIlateralIsclerosisWIHumane
MoleculareGeneticsUI2012UIaZUIaghhVhZZ 5.6 207

94 MutationalIoriginIofIMachadoVyosephIdiseaseIinItheIpustralianIpboriginalIcommunitiesIofIvrooteI
tylandtIandIYirrkalaWIArchiveseofeNeurologyUI2012UIehUIfceVdZ 19

93 sistinctiveIgeneticIandIclinicalIfeaturesIofIrMTcyiIaIsevereIneuropathyIcausedIbyImutationsIinItheI
éxQbUdRéâ��IphosphataseIuxvcWIBrainUI2011UIZbcUIZhdhVfZ 11.2 89

92 MutationsIinIsNMTZIcauseIhereditaryIsensoryIneuropathyIwithIdementiaIandIhearingIlossWINaturee
GeneticsUI2011UIcbUIdhdVeYY 36.3 284

91 zxuZpUIanIaxonalItransporterIofIsynapticIvesiclesUIisImutatedIinIhereditaryIsensoryIandIautonomicI
neuropathyItypeIaWIAmericaneJournaleofeHumaneGeneticsUI2011UIghUIaZhVbY 11 136

90 pIyeastIfunctionalIscreenIpredictsInewIcandidateIp αIdiseaseIgenesWIProceedingseofetheeNationale
AcademyeofeScienceseofetheeUnitedeStateseofeAmericaUI2011UIZYgUIaYggZVhY 11.5 302

89 qiomarkersIofIdiseaseIinIaIcaseIofIfamilialIlowerImotorIneuronIp αWIAmyotrophiceLateraleSclerosise
andeOthereMotoreNeuroneDisordersUI2010UIZZUIcgeVh 8

88 wereditaryIsensoryIneuropathyItypeIZIisIcausedIbyItheIaccumulationIofItwoIneurotoxicI
sphingolipidsWIJournaleofeBiologicaleChemistryUI2010UIagdUIZZZfgVgf 5.4 233

87 uUαImutationsIinIamyotrophicIlateralIsclerosisiIclinicalUIpathologicalUIneurophysiologicalIandI
geneticIanalysisWIJournaleofeNeurologyreNeurosurgeryeandePsychiatryUI2010UIgZUIebhVcd 5.5 177

86 rorrelationIbetweenImuscleIatrophyIonIM₂xIandImanualIstrengthItestingIinIhereditaryI
neuropathiesWIJournaleofeClinicaleNeuroscienceUI2010UIZfUIgfcVg 2.2 19

85 uusedIinIsarcomaXtranslocatedIinIliposarcomaiIaImultifunctionalIsNpX₂NpIbindingIproteinWI
InternationaleJournaleofeBiochemistryeandeCelleBiologyUI2010UIcaUIZcYgVZZ 5.6 25

84 TséVcbiIaIsNpIandI₂NpIbindingIproteinIwithIrolesIinIneurodegenerativeIdiseasesWIInternationale
JournaleofeBiochemistryeandeCelleBiologyUI2010UIcaUIZeYeVh 5.6 46

(2010-2012)
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83 txpandingItheIclinicalUIpathologicalIandIM₂xIphenotypeIofIsNMaVrelatedIcentronuclearImyopathyWI
NeuromusculareDisordersUI2010UIaYUIaahVbf 2.9 82

82 MissenseImutationsIinItheIcopperItransporterIgeneIpTéfpIcauseIXVlinkedIdistalIhereditaryImotorI
neuropathyWIAmericaneJournaleofeHumaneGeneticsUI2010UIgeUIbcbVda 11 142

81 rompoundIheterozygosityIforIlossVofVfunctionIlysylVt₂NpIsynthetaseImutationsIinIaIpatientIwithI
peripheralIneuropathyWIAmericaneJournaleofeHumaneGeneticsUI2010UIgfUIdeYVe 11 150

80 XVlinkedIrMTiIgenesIandIgeneIlociIinIanIpustralianIcohortWINeurogeneticsUI2010UIZZUIaefVh 3 3

79 sevelopmentIofIaImultiplexIligationVdependentIprobeIamplificationIassayIforIdiagnosisIandI
estimationIofItheIfrequencyIofIspinocerebellarIataxiaItypeIZdWIClinicaleChemistryUI2009UIddUIZcZdVg 5.5 34

78 éhenotypicIspectrumIofIdynaminIaImutationsIinIrharcotVMarieVToothIneuropathyWIBrainUI2009UIZbaUIZfcZVda11.2 60

77 pIsystematicIcomparisonIofIallImutationsIinIhereditaryIsensoryIneuropathyItypeIxIQwαpNIxRIrevealsI
thatItheIvbgfpImutationIisInotIdiseaseIassociatedWINeurogeneticsUI2009UIZYUIZbdVcb 3 22

76 venotypesIOIsensoryIphenotypesIinIaInewIXVlinkedIneuropathiesIQrMTXbIandIdαMpXRIandI
dominantIrMTXwMNIoverlapIsyndromesWIAdvanceseineExperimentaleMedicineeandeBiologyUI2009UIedaUIaYZVe3.6 1

75 MutationsIinIuUαUIanI₂NpIprocessingIproteinUIcauseIfamilialIamyotrophicIlateralIsclerosisItypeIeWI
ScienceUI2009UIbabUIZaYgVZaZZ 33.3 1890

74 éedigreeIwithIfrontotemporalIlobarIdegenerationVVmotorIneuronIdiseaseIandITarIsNpIbindingI
proteinVcbIpositiveIneuropathologyiIgeneticIlinkageItoIchromosomeIhWIBMCeNeurologyUI2008UIgUIba 3.1 64

73 TheIvlyaYZhαerImutationIinI ₂₂zaIisInotIfullyIpenetrantIinIfamilialIéarkinsonPsIdiseaseiItheI
veneésIstudyWIBMCeMedicineUI2008UIeUIba 11.4 72

72 TséVcbImutationsIinIfamilialIandIsporadicIamyotrophicIlateralIsclerosisWIScienceUI2008UIbZhUIZeegVfa 33.3 1877

71 pssociationIstudyIonIglutathioneIαVtransferaseIomegaIZIandIaIandIfamilialIp αWIAmyotrophiceLaterale
SclerosiseandeOthereMotoreNeuroneDisordersUI2008UIhUIgZVc 17

70
wistopathologicalIfindingsIinIhereditaryImotorIandIsensoryIneuropathyIofIaxonalItypeIwithIonsetIinI
earlyIchildhoodIassociatedIwithImitofusinIaImutationsWIJournaleofeNeuropathologyeandeExperimentale
NeurologyUI2008UIefUIZYhfVZYa

3.1 69

69 rorticalIhyperexcitabilityImayIprecedeItheIonsetIofIfamilialIamyotrophicIlateralIsclerosisWIBrainUI
2008UIZbZUIZdcYVdY 11.2 307

68 tvidenceIofIaIfounderIhaplotypeIrefinesItheIXVlinkedIrharcotVMarieVToothIQrMTXbRIlocusItoIaIaWdI
MbIregionWINeurogeneticsUI2008UIhUIZhZVd 3 6

67 ₂eplicationIofIassociationIbetweenIt pV cIandIéarkinsonIdiseaseiItheIveneésIstudyWIHumane
GeneticsUI2008UIZacUIhdVh 6.3 28

66 wuntingtonIrpvIrepeatIsizeIdoesInotImodifyIonsetIageIinIfamilialIéarkinsonPsIdiseaseiItheIveneésI
studyWIMovementeDisordersUI2008UIabUIZdheVeYZ 7 7
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65 uurtherIevidenceIforIgeneticIheterogeneityIofIdistalIwMNItypeIVUIrMTaIwithIpredominantIhandI
involvementIandIαilverIsyndromeWIJournaleofetheeNeurologicaleSciencesUI2007UIaebUIZYYVe 3.2 54

64 pInovelIlocusIforIdistalImotorIneuronIdegenerationImapsItoIchromosomeIfqbcVqbeWIHumane
GeneticsUI2007UIZaZUIddhVec 6.3 20

63 MutationIscanningItheIvyqZIgeneIwithIhighVresolutionImeltingIanalysisiIimplicationsIforImutationI
scanningIofIgenesIforIrharcotVMarieVToothIdiseaseWIClinicaleChemistryUI2007UIdbUIbchVda 5.5 49

62 wereditaryIspasticIparaplegiaIbpIassociatedIwithIaxonalIneuropathyWIArchiveseofeNeurologyUI2007UI
ecUIfYeVZb 37

61 psianIoriginIforItheIworldwideVspreadImutationalIeventIinIMachadoVyosephIdiseaseWIArchiveseofe
NeurologyUI2007UIecUIZdYaVg 50

60 αtoichiometricIalterationIofIéMéaaIproteinIdeterminesItheIphenotypeIofIhereditaryIneuropathyI
withIliabilityItoIpressureIpalsiesWIArchiveseofeNeurologyUI2007UIecUIhfcVg 30

59 tstablishmentIofItheIpustralasianIpaediatricIrharcotVMarieVToothIdiseaseIregistryWINeuromusculare
DisordersUI2007UIZfUIbchVdY 2.9 7

58 éeripheralInerveIdemyelinationIcausedIbyIaImutantI₂hoIvTéaseIguanineInucleotideIexchangeI
factorUIfrabinXuvscWIAmericaneJournaleofeHumaneGeneticsUI2007UIgZUIZdgVec 11 107

57 TheIdominantlyIinheritedImotorIandIsensoryIneuropathiesiIclinicalIandImolecularIadvancesWIMusclee
andeNerveUI2006UIbbUIdghVhf 3.4 25

56 xnfluenceIofIheterozygosityIforIparkinImutationIonIonsetIageIinIfamilialIéarkinsonIdiseaseiItheI
veneésIstudyWIArchiveseofeNeurologyUI2006UIebUIgaeVba 131

55 xntermediateIformsIofIrharcotVMarieVToothIneuropathyiIaIreviewWINeuroMoleculareMedicineUI2006UI
gUIZabVbY 4.6 72

54 NightIsplintingIdoesInotIincreaseIankleIrangeIofImotionIinIpeopleIwithIrharcotVMarieVToothI
diseaseiIaIrandomisedUIcrossVoverItrialWIAustralianeJournaleofePhysiotherapyUI2006UIdaUIZhbVh 43

53  ateVonsetIhereditaryIsensoryIneuropathyItypeIxIdueItoIαéT rZImutationiIautopsyIfindingsWIClinicale
NeurologyeandeNeurosurgeryUI2006UIZYgUIfgYVb 2 12

52 wereditaryIαensoryINeuropathyI2006UIbahVbbd

51 éhenotypicIspectrumIofIdisordersIassociatedIwithIglycylVt₂NpIsynthetaseImutationsWIBrainUI2005UI
ZagUIabYcVZc 11.2 109

50 pgeIdependentIpenetranceIofIthreeIdifferentIsuperoxideIdismutaseIZIQsodIZRImutationsWI
InternationaleJournaleofeNeuroscienceUI2005UIZZdUIZZZhVbY 2 11

49 MutationsIinItheIpleckstrinIhomologyIdomainIofIdynaminIaIcauseIdominantIintermediateI
rharcotVMarieVToothIdiseaseWINatureeGeneticsUI2005UIbfUIaghVhc 36.3 278

48 putosomalIdominantIhereditaryIsensoryIneuropathyIwithIchronicIcoughIandIgastroVoesophagealI
refluxiIclinicalIfeaturesIinItwoIfamiliesIlinkedItoIchromosomeIbpaaVpacWIBrainUI2005UIZagUIafhfVgZY 11.2 55

(2005-2007)
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47 tquilibriumIqetweenIrellIsivisionIandIppoptosisIinIxmmortalIrellsIasIanIplternativeItoItheIvZI
₂estrictionIMechanismIinIMammalianIrellsWICelleCycleUI2004UIbUIcghVchb 4.7

46 TranscriptImapIofItheIcandidateIregionIforIwαNxIwithIcoughIandIgastroesophagealIrefluxIonI
chromosomeIbpIandIexclusionIofIcandidateIgenesWINeurogeneticsUI2004UIdUIZhfVaYY 3 2

45 TauIhaplotypesIregulateItranscriptionIandIareIassociatedIwithIéarkinsonPsIdiseaseWIAnnalseofe
NeurologyUI2004UIddUIbahVbc 9.4 147

44 wereditaryIsensoryIneuropathyItypeIZIinIaIéortugueseIfamilyVelectrodiagnosticIandIautonomicI
nervousIsystemIstudiesWIJournaleofetheeNeurologicaleSciencesUI2004UIaafUIbdVg 3.2 10

43
pctivityIofIpartiallyIinhibitedIserineIpalmitoyltransferaseIisIsufficientIforInormalIsphingolipidI
metabolismIandIviabilityIofIwαNZIpatientIcellsWIBiochimicaeEteBiophysicaeActaeseMoleculareBasiseofe
DiseaseUI2004UIZeggUIZegVfd

6.9 31

42 sNpX₂NpIhelicaseIgeneImutationsIinIaIformIofIjuvenileIamyotrophicIlateralIsclerosisIQp αcRWI
AmericaneJournaleofeHumaneGeneticsUI2004UIfcUIZZagVbd 11 607

41 wypoxiaIcausesIaggregationIofIserineIpalmitoyltransferaseIfollowedIbyInonVapoptoticIdeathIofI
humanIlymphocytesWICelleCycleUI2004UIbUIZafZVf 4.7 7

40 éeripheralIneuropathiesIofIinfancyWIDevelopmentaleMedicineeandeChildeNeurologyUI2003UIcdUIcYgVZc 3.3 3

39 ₂efinedIlocalizationIofIdominantIintermediateIrharcotVMarieVToothIneuropathyIandIexclusionIofI
sevenIknownIcandidateIgenesIinItheIregionWINeurogeneticsUI2003UIcUIZfhVgb 3 6

38 MutationIscreeningIofItheINVmycIdownstreamVregulatedIgeneIZIQNs₂vZRIinIpatientsIwithI
rharcotVMarieVToothIsiseaseWIHumaneMutationUI2003UIaaUIZahVbd 4.7 41

37 pIlocusIforIhereditaryIsensoryIneuropathyIwithIcoughIandIgastroesophagealIrefluxIonI
chromosomeIbpaaVpacWIAmericaneJournaleofeHumaneGeneticsUI2003UIfbUIebaVf 11 58

36 αpinocerebellarIataxiaItypeIZdIQscaZdRImapsItoIbpacWaVbpteriIexclusionIofItheIxTé₂ZIgeneUItheI
humanIorthologueIofIanIataxicImouseImutantWINeurobiologyeofeDiseaseUI2003UIZbUIZcfVdf 7.5 65

35
pIrapidIandIdefinitiveItestIforIrharcotVMarieVToothIZpIandIhereditaryIneuropathyIwithIliabilityItoI
pressureIpalsiesIusingImultiplexedIrealVtimeIér₂WIGeneticeTestingeandeMoleculareBiomarkersUI2003UI
fUIZbdVg

18

34 putosomalIdominantIinheritedIneuropathiesIwithIprominentIsensoryIlossIandImutilationsiIaIreviewWI
ArchiveseofeNeurologyUI2003UIeYUIbahVbc 65

33 uriedreichPsIataxiaIwithIchoreaIandImyoclonusIcausedIbyIaIcompoundIheterozygosityIforIaInovelI
deletionIandItheItrinucleotideIvppIexpansionWIMovementeDisordersUI2002UIZfUIdgdVh 7 27

32 putosomalIdominantIjuvenileIamyotrophicIlateralIsclerosisIandIdistalIhereditaryImotorI
neuronopathyIwithIpyramidalItractIsignsiIsynonymsIforItheIsameIdisordernWIBrainUI2002UIZadUIZbaYVd 11.2 63

31 txclusionIofIserineIpalmitoyltransferaseIlongIchainIbaseIsubunitIaIQαéT raRIasIaIcommonIcauseIforI
hereditaryIsensoryIneuropathyWINeuromusculareDisordersUI2002UIZaUIedeVg 2.9 19

30 rlinicalIandIpathologicalIfeaturesIofIaIparkinsonianIsyndromeIinIaIfamilyIwithIanIpladbThrI
˛–VsynucleinImutationWIAnnalseofeNeurologyUI2001UIchUIbZbVbZh 9.4 316
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29 VariableIphenotypeIofIplzheimerPsIdiseaseIwithIspasticIparaparesisWIAnnalseofeNeurologyUI2001UIchUIZadVh9.4 81

28 MutationsIinIαéT rZUIencodingIserineIpalmitoyltransferaseUIlongIchainIbaseIsubunitVZUIcauseI
hereditaryIsensoryIneuropathyItypeIxWINatureeGeneticsUI2001UIafUIbYhVZa 36.3 341

27 sominantIintermediateIrharcotVMarieVToothIneuropathyImapsItoIchromosomeIZhpZaVpZbWaWI
AmericaneJournaleofeHumaneGeneticsUI2001UIehUIggbVg 11 34

26 rlinicalIandIpathologicalIfeaturesIofIaIparkinsonianIsyndromeIinIaIfamilyIwithIanIpladbThrI
˛–VsynucleinImutationI2001UIchUIbZb 6

25 urequencyIofIspinocerebellarIataxiaItypesIZUIaUIbUIeUIandIfIinIpustralianIpatientsIwithI
spinocerebellarIataxiaWIAmericaneJournaleofeMedicaleGeneticseParteAUI2000UIhdUIbdZVf 84

24 txclusionIofINux bIasItheIgeneIcausingIhereditaryIsensoryIneuropathyItypeIxIbyImutationIanalysisWI
HumaneGeneticsUI2000UIZYeUIdhcVdhe 6.3 5

23 txclusionIofINux bIasItheIgeneIcausingIhereditaryIsensoryIneuropathyItypeIxIbyImutationIanalysisWI
HumaneGeneticsUI2000UIZYeUIdhcVe 6.3 8

22 MutationITestingIinIrharcotVMarieVToothINeuropathyWIAnnalseofetheeNeweYorkeAcademyeofeSciencesUI
1999UIggbUIbgbVbgg 6.5 17

21 rlinicalIandIgeneticIstudyIofIuriedreichIataxiaIinIanIpustralianIpopulationWIAmericaneJournaleofe
MedicaleGeneticseParteAUI1999UIgfUIZegVfc 107

20 seletionIandInonsenseImutationsIofItheIconnexinIbaIgeneIassociatedIwithIrharcotVMarieVToothI
diseaseWITohokueJournaleofeExperimentaleMedicineUI1999UIZggUIabhVcc 2.4 21

19 seInovoImutationIofItheImyelinIéoIgeneIinIsˆ'jˆ'rineVαottasIdiseaseIQhereditaryImotorIandIsensoryI
neuropathyItypeIxxxRiItwoIaminoIacidIinsertionIafterIpspIZZgWIHumaneMutationUI1998UIαupplIZUIαZYbVd 4.7 5

18 TheIcorrelationIofIclinicalIphenotypeIinIuriedreichIataxiaIwithItheIsiteIofIpointImutationsIinItheI
u₂spIgeneWINeurogeneticsUI1998UIZUIadbVf 3 56

17
pIYprVbasedItranscriptImapIofIhumanIchromosomeIhqaaWZVqaaWbIencompassingItheIlociIforI
hereditaryIsensoryIneuropathyItypeIxIandImultipleIselfVhealingIsquamousIepitheliomaWIGenomicsUI
1998UIdZUIaffVgZ

4.3 17

16 venomicIstructureIandIphysicalImappingIofIrZforfZiIaIgeneIassociatedIwithItheIproximalIelementI
ofItheIrMTZpV₂téIbinaryIrepeatWIGenomicsUI1998UIdbUIZZYVa 4.3 6

15 tvidenceIforIanIXVlinkedIgeneticIcomponentIinIfamilialItypicalImigraineWIHumaneMoleculareGeneticsUI
1998UIfUIcdhVeb 5.6 62

14 seterminationIofIgeneIdosageIatItheIéMéaaIandIandrogenIreceptorIlociIbyIquantitativeIér₂WI
ClinicaleChemistryUI1998UIccUIfacVfbY 5.5 30

13
TwoInovelIQMabbTIandI₂afgTRIpresenilinVZImutationsIinIearlyVonsetIplzheimerPsIdiseaseIpedigreesI
andIpreliminaryIevidenceIforIassociationIofIpresenilinVZImutationsIwithIaInovelIphenotypeWI
NeuroReportUI1997UIgUIZdbfVca

1.7 149

12 TheIrharcotVMarieVToothIbinaryIrepeatIcontainsIaIgeneItranscribedIfromItheIoppositeIstrandIofIaI
partiallyIduplicatedIregionIofItheIrOXZYIgeneWIGenomicsUI1997UIceUIeZVh 4.3 17

(1997-2001)
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11 ThreeInovelImutationsIandItwoIvariantsIinItheIgeneIforIruXZnIsuperoxideIdismutaseIinIfamilialI
amyotrophicIlateralIsclerosisWINeuromusculareDisordersUI1996UIeUIbeZVe 2.9 33

10
pInovelIhomozygousImutationIofItheImyelinIéoIgeneIproducingIsejerineVαottasIdiseaseIQhereditaryI
motorIandIsensoryIneuropathyItypeIxxxRWIBiochemicaleandeBiophysicaleResearcheCommunicationsUI1996
UIaaaUIZYfVZY

3.4 47

9 TheIgeneIforIhereditaryIsensoryIneuropathyItypeIxIQwαNVxRImapsItoIchromosomeIhqaaWZVqaaWbWI
NatureeGeneticsUI1996UIZbUIZYZVc 36.3 117

8 sˆ'jˆ'rineVαottasIneuropathyIisIassociatedIwithIaIdeInovoIéMéaaImutationWIHumaneMutationUI1995UI
dUIfeVgY 4.7 49

7 pIframeIshiftImutationIinItheIéMéaaIgeneIinIhereditaryIneuropathyIwithIliabilityItoIpressureI
palsiesWINatureeGeneticsUI1994UIeUIaebVe 36.3 238

6 seInovoImutationIofItheImyelinIéYIgeneIinIsejerineVαottasIdiseaseIQhereditaryImotorIandIsensoryI
neuropathyItypeIxxxRWINatureeGeneticsUI1993UIdUIaeeVg 36.3 193

5 rharcotVMarieVToothIneuropathyItypeIZpImutationiIapparentIcrossoversIwithIsZfαZaaIareIdueItoIaI
duplicationWIAmericaneJournaleofeMedicaleGeneticseParteAUI1992UIccUIcddVeY 12

4 xntermediateIuormsIofIrharcotVMarieVToothINeuropathyiIpI₂eviewWINeuroMoleculareMedicineUgUIZabVZbY4.6 13

3 venomeVWideIpnalysesIxdentifyIzxudpIasIaINovelIp αIveneWISSRNeElectroniceJournalU 1 2

2 xqsIanalysisIofIpustralianIamyotrophicIlateralIsclerosisIαOsZVmutationIcarriersIidentifiesIfiveI
founderIeventsIandIlinksIsporadicIcasesItoIexistingIp αIfamilies 2

1 venomeVwideIstudyIofIsNpImethylationIinIpmyotrophicI ateralIαclerosisIidentifiesIdifferentiallyI
methylatedIlociIandIimplicatesImetabolicUIinflammatoryIandIcholesterolIpathways 1
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