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i Paper IF Citations

809 lognitiveFcompositesFforFgeneticFfrontotemporalFdementiacFpnworSlogTTFAlzheimerhsaResearchaanda
TherapyRF2022RFWZRFWV 9 0

808 ’afetyFandFefficacyFofFriluzoleFinFspinocerebellarFataxiaFtypeFXFinForanceFNj–~ruOcFaFmulticentreRF
randomisedRFdoubleSblindRFplaceboScontrolledFtrialTTFLancetaNeurologymaTheRF2022RF 24.1 2

807 nxaminingFempathyFdeficitsFacrossFfamilialFformsFofFfrontotemporalFdementiaFwithinFtheFpnworF
cohortTTFCortexRF2022RFW[VRFWXSXa 3.8

806 moesFtheFnxpressionFandFnpigeneticsFofFpenesFrnvolvedFinFvonogenicFoormsFofFyarkinsonMsFmiseaseF
rnfluenceF’poradicFoormshTFGenesRF2022RFWYRF 4.2 2

805 lonceptualFframeworkFforFtheFdefinitionFofFpreclinicalFandFprodromalFfrontotemporalFdementiaTF
AlzheimerhsaandaDementiaRF2021RF 1.2 2

804 lommonFandFrareFvariantFassociationFanalysesFinFamyotrophicFlateralFsclerosisFidentifyFW[FriskFlociF
withFdistinctFgeneticFarchitecturesFandFneuronSspecificFbiologyTFNatureaGeneticsRF2021RF[YRFW]Y]SW]Za 36.3 19

803 lompensatoryFvechanismsFwineFéearsFkeforeFyarkinsonMsFmiseaseFlonversionFinFaFu~~tXF~WZZWqF
oamilyTFMovementaDisordersRF2021RF 7 1

802 –heFcommercialFgeneticFtestingFlandscapeFforFyarkinsonMsFdiseaseTFParkinsonismaandaRelateda
DisordersRF2021RFbXRFWV7SWWW 3.6 1

801 vendelianF~andomisationF’tudyFofF’mokingRFjlcoholRFandFloffeeFmrinkingFinF~elationFtoF
yarkinsonMsFmiseaseTFJournalaofaParkinsonhsaDiseaseRF2021RF 5.3 3

800 wy–èWFmutationsFtriggerFendoplasmicFreticulumFstressFandFcauseFautosomalFdominantFcerebellarF
ataxiaTFBrainRF2021RF 11.2 3

799 llinicalFVariabilityFofFSjssociatedFnarlySxnsetFyarkinsonismTFFrontiersainaNeurologyRF2021RFWXRF]ZaZ[7 4.1 1

798 peneFnxpressionFrmputationFjcrossFvultipleF–issueF–ypesFyrovidesFrnsightFrntoFtheFpeneticF
jrchitectureFofForontotemporalFmementiaFandFrtsFllinicalF’ubtypesTFBiologicalaPsychiatryRF2021RFabRFaX[SaY[7.9 3

797 rdentificationFofFlandidateFyarkinsonFmiseaseFpenesFbyFrntegratingFpenomeSçideFjssociationF
’tudyRFnxpressionRFandFnpigeneticFmataF’etsTFJAMAaNeurologyRF2021RF7aRFZ]ZSZ7X 17.2 17

796 yrimaryFyrogressiveFjphasiaFjssociatedFçithFvutationscFwewFrnsightsFrntoFtheFwonamyloidF
uogopenicFVariantTFNeurologyRF2021RFb7RFeaaSeWVX 6.5 5

795 rnvestigationFofFjutosomalFpeneticF’exFmifferencesFinFyarkinsonMsFmiseaseTFAnnalsaofaNeurologyRF
2021RFbVRFY[SZX 9.4 6

794 yropensityFforFsomaticFexpansionFincreasesFoverFtheFcourseFofFlifeFinFquntingtonFdiseaseTFELifeRF
2021RFWVRF 8.9 3

793 penomeSwideFsurvivalFstudyFidentifiesFaFnovelFsynapticFlocusFandFpolygenicFscoreFforFcognitiveF
progressionFinFyarkinsonMsFdiseaseTFNatureaGeneticsRF2021RF[YRF7a7S7bY 36.3 15
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792 penomewideFjssociationF’tudiesFofFu~~tXFvodifiersFofFyarkinsonMsFmiseaseTFAnnalsaofaNeurologyRF
2021RFbVRF7]Saa 9.4 9

791 rdentificationFofFsixteenFnovelFcandidateFgenesFforFlateFonsetFyarkinsonMsFdiseaseTFMoleculara
NeurodegenerationRF2021RFW]RFY[ 19 3

790 ylasmaFneurofilamentFlightFchainFpredictsFcerebellarFatrophyFandFclinicalFprogressionFinF
spinocerebellarFataxiaTFNeurobiologyaofaDiseaseRF2021RFW[YRFWV[YWW 7.5 7

789 uackFofFevidenceFforFassociationFofF zl~lWFwithFautosomalFdominantFyarkinsonMsFdiseaseFinF
laucasianFfamiliesTFNeurogeneticsRF2021RFXXRFY][SY]] 3 2

788 peneFyanelF’equencingFrdentifiesFwovelFyathogenicFvutationsFinFvoroccanFyatientsFwithFoamilialF
yarkinsonFmiseaseTFJournalaofaMolecularaNeuroscienceRF2021RF7WRFWZXSW[X 3.3 1

787 mifferencesFinFtheFyresentationFandFyrogressionFofFyarkinsonMsFmiseaseFbyF’exTFMovementaDisorders
RF2021RFY]RFWV]SWW7 7 16

786 yathogenicFquntingtinF~epeatFnxpansionsFinFyatientsFwithForontotemporalFmementiaFandF
jmyotrophicFuateralF’clerosisTFNeuronRF2021RFWVbRFZZaSZ]VTeZ 13.9 20

785 jutomatedFlategorizationFofFyarkinsonianF’yndromesF singFvagneticF~esonanceFrmagingFinFaF
llinicalF’ettingTFMovementaDisordersRF2021RFY]RFZ]VSZ7V 7 5

784 jnalysisFofFmwvYFandFVjvyZFasFgeneticFmodifiersFofFu~~tXFyarkinsonMsFdiseaseTFNeurobiologyaofa
AgingRF2021RFb7RFWZaTeW7SWZaTeXZ 5.6 9

783 rmpairmentFofFepisodicFmemoryFinFgeneticFfrontotemporalFdementiacFjFpnworFstudyTFAlzheimerhsa
andaDementia:aDiagnosismaAssessmentaandaDiseaseaMonitoringRF2021RFWYRFeWXWa[ 5.2 1

782 rncreasingFinvolvementFofFljywWFvariantsFinFspasticFataxiasFandFphenotypeSgenotypeFcorrelationsTF
NeurogeneticsRF2021RFXXRF7WS7b 3 4

781 yrogressionFofFkehavioralFmisturbancesFandFweuropsychiatricF’ymptomsFinFyatientsFçithFpeneticF
orontotemporalFmementiaTFJAMAaNetworkaOpenRF2021RFZRFeXVYVWbZ 10.4 14

780 ~esponseFtoFyarkFetFalTFGeneticsainaMedicineRF2021RFXYRFWW7YSWW7Z 8.1

779 penomeFsequencingFanalysisFidentifiesFnewFlociFassociatedFwithFuewyFbodyFdementiaFandFprovidesF
insightsFintoFitsFgeneticFarchitectureTFNatureaGeneticsRF2021RF[YRFXbZSYVY 36.3 31

778 jssociationFofFVariantsFinFtheF’y–ulWFpeneFçithFsuvenileFjmyotrophicFuateralF’clerosisTFJAMAa
NeurologyRF2021RF7aRFWXY]SWXZa 17.2 5

777 ylasmaFwfuFlevelsFandFlongitudinalFchangeFratesFinFandFSassociatedFdiseasescFfromFtailoredF
referencesFtoFclinicalFapplicationsTFJournalaofaNeurologymaNeurosurgeryaandaPsychiatryRF2021RFbXRFWX7aSWXaa5.5 2

776 yathogenicFVariantsFinFlauseFaFwovelFysychomotorFmevelopmentalFmisorderFçithF’pasticF
yaraplegiaTFFrontiersainaNeurologyRF2021RFWXRF7XVXVW 4.1 0

775 yrimaryFprogressiveFaphasiasFassociatedFwithFlborf7XFexpansionscFjnotherFsideFofFtheFstoryTFCortex
RF2021RFWZ[RFWZ[SW[b 3.8 1

(2021-2021)
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774 mifferentialFearlyFsubcorticalFinvolvementFinFgeneticFo–mFwithinFtheFpnworFcohortTFNeuroImage:a
ClinicalRF2021RFYVRFWVX]Z] 5.3 6

773 ’ur–~tXRFanFèSlinkedFmodifierFofFtheFageFatFonsetFinFlborf7XFfrontotemporalFlobarFdegenerationTF
BrainRF2021RFWZZRFX7baSXaWW 11.2 2

772 votorFneuronFpathologyFinFljwVj’FdueFtoF~olWFexpansionsTTFBrainRF2021RF 11.2 6

771 oindingFgeneticallySsupportedFdrugFtargetsFforFyarkinsonMsFdiseaseFusingFvendelianFrandomizationF
ofFtheFdruggableFgenomeTTFNatureaCommunicationsRF2021RFWXRF7YZX 17.4 2

770 lharacterizationFofFrecessiveFyarkinsonMsFdiseaseFinFaFlargeFmulticenterFstudyTFAnnalsaofaNeurologyRF
2020RFaaRFaZY 9.4 11

769 yarkinsonMsFdiseaseFpolygenicFriskFscoreFisFnotFassociatedFwithFimpulseFcontrolFdisorderscFjF
longitudinalFstudyTFParkinsonismaandaRelatedaDisordersRF2020RF7[RFYVSYY 3.6 5

768 narlyFcognitiveFdeclineFafterFbilateralFsubthalamicFdeepFbrainFstimulationFinFyarkinsonMsFdiseaseF
patientsFwithFpkjFmutationsTFParkinsonismaandaRelatedaDisordersRF2020RF7]RF[]S]X 3.6 12

767 ylasmaFprogranulinFlevelsFforFfrontotemporalFdementiaFinFclinicalFpracticecFaFWVSyearForenchF
experienceTFNeurobiologyaofaAgingRF2020RFbWRFW]7TeWSW]7Teb 5.6 10

766 rmprovedFmiagnosisFofF~areFmiseaseFyatientsFthroughF’ystematicFmetectionFofF~unsFofF
qomozygosityTFJournalaofaMolecularaDiagnosticsRF2020RFXXRFWXV[SWXW[ 5.1 8

765 yenetranceFofFyarkinsonMsFmiseaseFinFu~~tXFpTpXVWb’FlarriersFrsFvodifiedFbyFaFyolygenicF~iskF
’coreTFMovementaDisordersRF2020RFY[RF77ZS7aV 7 27

764 rsolatedFparkinsonismFisFanFatypicalFpresentationFofFp~wFandFlborf7XFgeneFmutationsTFParkinsonisma
andaRelatedaDisordersRF2020RFaVRF7YSaW 3.6 5

763 peneticFmodifiersFofFriskFandFageFatFonsetFinFpkjFassociatedFyarkinsonMsFdiseaseFandFuewyFbodyF
dementiaTFBrainRF2020RFWZYRFXYZSXZa 11.2 69

762 qomozygousFp~wFmutationscFnewFphenotypesFandFnewFinsightsFintoFpathologicalFandFmolecularF
mechanismsTFBrainRF2020RFWZYRFYVYSYWb 11.2 26

761 jgeFatFsymptomFonsetFandFdeathFandFdiseaseFdurationFinFgeneticFfrontotemporalFdementiacFanF
internationalFretrospectiveFcohortFstudyTFLancetaNeurologymaTheRF2020RFWbRFWZ[SW[] 24.1 90

760 wonsteroidalFjntiSinflammatoryF seFandFu~~tXFyarkinsonMsFmiseaseFyenetranceTFMovementa
DisordersRF2020RFY[RFW7[[SW7]Z 7 21

759 wovelFqomozygousFvissenseFvutationFinFtheFpeneFinFaFuargeF’udaneseFoamilyTFFrontiersaina
NeurologyRF2020RFWWRF[]bbb] 4.1 3

758 llinicalRFneuropathologicalRFandFgeneticFcharacterizationFofF’– kWFvariantsFinFcerebellarFataxiascFaF
frequentFcauseFofFpredominantFcognitiveFimpairmentTFGeneticsainaMedicineRF2020RFXXRFWa[WSWa]X 8.1 16

757 vendelianFrandomizationFimpliesFnoFdirectFcausalFassociationFbetweenFleukocyteFtelomereFlengthF
andFamyotrophicFlateralFsclerosisTFScientificaReportsRF2020RFWVRFWXWaZ 4.9 1
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756 nxomeF’equencingF~evealsF’ignalF–ransductionFpenesFrnvolvedFinFrmpulseFlontrolFmisordersFinF
yarkinsonMsFmiseaseTFFrontiersainaNeurologyRF2020RFWWRF]ZW 4.1 3

755 peneticFandFyhenotypicFkasisFofFjutosomalFmominantFyarkinsonMsFmiseaseFinFaFuargeFvultiSlenterF
lohortTFFrontiersainaNeurologyRF2020RFWWRF]aX 4.1 12

754 ’egregationFofFj–yWVkFvariantsFinFfamiliesFwithFautosomalFrecessiveFparkinsonismTFActaa
NeuropathologicaRF2020RFWZVRF7aYS7a[ 14.3 4

753 –heFmissenseFpT–rp7jrgFmutationFinFp~wFgeneFleadsFtoFprogranulinFhaploinsufficiencyTF
NeurobiologyaofaAgingRF2020RFa[RFW[ZTebSW[ZTeWW 5.6 3

752 –heFpeneticFjrchitectureFofFyarkinsonFmiseaseFinF’paincFlharacterizingFyopulationS’pecificF~iskRF
mifferentialFqaplotypeF’tructuresRFandFyrovidingFntiologicFrnsightTFMovementaDisordersRF2019RFYZRFWa[WSWa]Y7 18

751 u~~tXFimpairsFyrwtWUyarkinSdependentFmitophagyFviaFitsFkinaseFactivitycFpathologicFinsightsFintoF
yarkinsonMsFdiseaseTFHumanaMolecularaGeneticsRF2019RFXaRFW]Z[SW]]V 5.6 75

750 peneticFriskFofFyarkinsonFdiseaseFandFprogressionccFjnFanalysisFofFWYFlongitudinalFcohortsTF
Neurology:aGeneticsRF2019RF[RFeYZa 3.8 57

749 ~apportFWbSVWTFyˆ'renniserFlesFcentresFdeFressourcesFbiologiques´ cFunFenjeuFmajeurFpourFlaF
rechercheFbiomˆ'dicaleTFBulletinaDeaLhAcademieaNationaleaDeaMedecineRF2019RFXVYRFXSa 0.1 0

748 –heFendocyticFmembraneFtraffickingFpathwayFplaysFaFmajorFroleFinFtheFriskFofFyarkinsonMsFdiseaseTF
MovementaDisordersRF2019RFYZRFZ]VSZ]a 7 40

747 yredictionFofF’urvivalFçithFuongS–ermFmiseaseFyrogressionFinFvostFlommonF’pinocerebellarF
jtaxiaTFMovementaDisordersRF2019RFYZRFWXXVSWXX7 7 6

746 ’wljFandFm–x~FyathwayF’ingleFwucleotideFyolymorphismsFrnteractFtoFvodulateFtheFjgeFatFxnsetF
ofFyarkinsonMsFmiseaseTFMovementaDisordersRF2019RFYZRFWYYYSWYZZ 7 14

745 vitochondriaFfunctionFassociatedFgenesFcontributeFtoFyarkinsonMsFmiseaseFriskFandFlaterFageFatF
onsetTFNpjaParkinsonhsaDiseaseRF2019RF[RFa 9.7 47

744 uossFofFparapleginFdrivesFspasticityFratherFthanFataxiaFinFaFcohortFofFXZWFpatientsFwithTFNeurologyRF
2019RFbXRFeX]7bSeX]bV 6.5 32

743 vovingFbeyondFneuronscFtheFroleFofFcellFtypeSspecificFgeneFregulationFinFyarkinsonMsFdiseaseF
heritabilityTFNpjaParkinsonhsaDiseaseRF2019RF[RF] 9.7 51

742 orenchFvalidationFofFtheFquestionnaireFforFrmpulsiveSlompulsiveFmisordersFinFyarkinsonMsF
miseaseS~atingF’caleFNz ryS~’OTFParkinsonismaandaRelatedaDisordersRF2019RF]YRFWW7SWXY 3.6 6

741 jssessmentFofFtheFyerformanceFofFaFvodifiedFvotorF’caleFasFjppliedFtoFsuvenileFxnsetF
quntingtonMsFmiseaseTFJournalaofaHuntingtonhsaDiseaseRF2019RFaRFWaWSWbY 1.9 2

740 yarkinsonMsFdiseaseFageFatFonsetFgenomeSwideFassociationFstudycFmefiningFheritabilityRFgeneticFlociRF
andF˛–SsynucleinFmechanismsTFMovementaDisordersRF2019RFYZRFa]]Sa7[ 7 136

739 ’haredFpolygenicFriskFandFcausalFinferencesFinFamyotrophicFlateralFsclerosisTFAnnalsaofaNeurologyRF
2019RFa[RFZ7VSZaW 9.4 72

(2019-2020)
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738 –heFyrwtWFkinaseSdrivenFubiquitinFligaseFyarkinFpromotesFmitochondrialFproteinFimportFthroughF
theFpresequenceFpathwayFinFlivingFcellsTFScientificaReportsRF2019RFbRFWWaXb 4.9 29

737 peneticFvariationFacrossF~wjFmetabolismFandFcellFdeathFgeneFnetworksFisFimplicatedFinFtheF
semanticFvariantFofFprimaryFprogressiveFaphasiaTFScientificaReportsRF2019RFbRFWVa[Z 4.9 5

736 penomewideFassociationFstudyFofFyarkinsonMsFdiseaseFclinicalFbiomarkersFinFWXFlongitudinalF
patientsMFcohortsTFMovementaDisordersRF2019RFYZRFWaYbSWa[V 7 69

735 nxaminingFtheF~eserveFqypothesisFinFyarkinsonMsFmiseasecFjFuongitudinalF’tudyTFMovementa
DisordersRF2019RFYZRFW]]YSW]7W 7 18

734 jFuniqueFcommonFancestorFintroducedFyYVWuFmutationFinFvjy–FgeneFinFfrontotemporalFdementiaF
patientsFfromFkarcelonaFNkaixFulobregatRF’painOTFNeurobiologyaofaAgingRF2019RFaZRFXY]TebSXY]TeW[ 5.6 6

733 rdentificationFofFnovelFriskFlociRFcausalFinsightsRFandFheritableFriskFforFyarkinsonMsFdiseasecFaF
metaSanalysisFofFgenomeSwideFassociationFstudiesTFLancetaNeurologymaTheRF2019RFWaRFWVbWSWWVX 24.1 562

732 uossFofFspatacsinFimpairsFcholesterolFtraffickingFandFcalciumFhomeostasisTFCommunicationsaBiologyRF
2019RFXRFYaV 6.7 17

731 jssociationFofF~areFpeneticFVariantsFinFxpioidF~eceptorsFwithF–ouretteF’yndromeTFTremoraanda
OtheraHyperkineticaMovementsRF2019RFbRF 2 5

730 peneticFmetaSanalysisFofFdiagnosedFjlzheimerMsFdiseaseFidentifiesFnewFriskFlociFandFimplicatesFj˛†RF
tauRFimmunityFandFlipidFprocessingTFNatureaGeneticsRF2019RF[WRFZWZSZYV 36.3 917

729 rdentificationFofFevolutionarilyFconservedFgeneFnetworksFmediatingFneurodegenerativeFdementiaTF
NatureaMedicineRF2019RFX[RFW[XSW]Z 50.5 55

728
~elationsFbetweenFlborf7XFexpansionFsizeFinFbloodRFageFatFonsetRFageFatFcollectionFandF
transmissionFacrossFgenerationsFinFpatientsFandFpresymptomaticFcarriersTFNeurobiologyaofaAgingRF
2019RF7ZRFXYZTeWSXYZTea

5.6 23

727 ’ vxylationFbyF’ vxXFisFimplicatedFinFtheFdegradationFofFmisfoldedFataxinS7FviaF~woZFinF’lj7F
modelsTFDMMaDiseaseaModelsaandaMechanismsRF2019RFWXRF 4.1 10

726 nfficacyFofFnxomeS–argetedFlaptureF’equencingFtoFmetectFvutationsFinFtnownFlerebellarFjtaxiaF
penesTFJAMAaNeurologyRF2018RF7[RF[bWS[bb 17.2 58

725 yarkinFdeficiencyFmodulatesFwu~yYFinflammasomeFactivationFbyFattenuatingFanFjXVSdependentF
negativeFfeedbackFloopTFGliaRF2018RF]]RFW7Y]SW7[W 9 70

724 ~eplycF pdatedFfrequencyFanalysisFofFspinocerebellarFataxiaFinFlhinaTFBrainRF2018RFWZWRFeXY 11.2 1

723 narlyFlognitiveRF’tructuralRFandFvicrostructuralFlhangesFinFyresymptomaticFlborf7XFlarriersF
éoungerF–hanFZVFéearsTFJAMAaNeurologyRF2018RF7[RFXY]SXZ[ 17.2 68

722 kiallelicFlqyWFmutationFcausesFhumanFautosomalFrecessiveFataxiaFbyFimpairingFwqnWFfunctionTF
Neurology:aGeneticsRF2018RFZRFeXVb 3.8 15

721 rnsufficientFevidenceFforFpathogenicityFofF’wljFqis[VplnFNq[VzOFinFyarkinsonMsFdiseaseTF
NeurobiologyaofaAgingRF2018RF]ZRFW[bTe[SW[bTea 5.6 23
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720 homozygousFmissenseFmutationFassociatedFwithFcomplicatedFhereditaryFspasticFparaplegiaTF
Neurology:aGeneticsRF2018RFZRFeXXY 3.8 18

719 penomeSwideFjnalysesFrdentifyFtro[jFasFaFwovelFju’FpeneTFNeuronRF2018RFb7RFWX]aSWXaYTe] 13.9 296

718 ’urvivalFinFpatientsFwithFspinocerebellarFataxiaFtypesFWRFXRFYRFandF]FNn ~x’ljOcFaFlongitudinalFcohortF
studyTFLancetaNeurologymaTheRF2018RFW7RFYX7SYYZ 24.1 46

717 orequencyFofFuossFofFounctionFVariantsFinFu~~tXFinFyarkinsonFmiseaseTFJAMAaNeurologyRF2018RF7[RFWZW]SWZXX17.2 50

716 vutationFanalysisFofFyarkinsonMsFdiseaseFgenesFinFaF~ussianFdataFsetTFNeurobiologyaofaAgingRF2018RF
7WRFX]7Te7SX]7TeWV 5.6 21

715 wovelFVlyFmutationsFexpandFtheFmutationalFspectrumFofFfrontotemporalFdementiaTFNeurobiologya
ofaAgingRF2018RF7XRFWa7TeWWSWa7TeWZ 5.6 15

714 u~~tXFpXVWb’FyarkinsonMsFdiseaseFwithFmoreFbenignFphenotypeFthanFidiopathicTFActaaNeurologicaa
ScandinavicaRF2018RFWYaRFZX[SZYW 3.8 10

713 laseFreportFofFaFnovelFhomozygousFspliceFsiteFmutationFinFyujXp]FgeneFcausingFinfantileF
neuroaxonalFdystrophyFinFaF’udaneseFfamilyTFBMCaMedicalaGeneticsRF2018RFWbRF7X 2.1 9

712 rnterruptedFljpFexpansionsFinFj–èwXFgeneFexpandFtheFgeneticFspectrumFofFfrontotemporalF
dementiasTFActaaNeuropathologicaaCommunicationsRF2018RF]RFZW 7.3 10

711 yrogressiveFataxiaFofFlharolaisFcattleFhighlightsFaFroleFofFtroWlFinFsustainableFmyelinationTFPLoSa
GeneticsRF2018RFWZRFeWVV7[[V 6 14

710 qereditaryFataxiasFandFparaparesiascFclinicalFandFgeneticFupdateTFCurrentaOpinionainaNeurologyRF2018
RFYWRFZ]XSZ7W 7.1 58

709 uongitudinalFanalysisFofFimpulseFcontrolFdisordersFinFyarkinsonFdiseaseTFNeurologyRF2018RFbWRFeWabSeXVW 6.5 123

708 jutosomalFdominantFcerebellarFataxiascFrmagingFbiomarkersFwithFhighFeffectFsizesTFNeuroImage:a
ClinicalRF2018RFWbRFa[aSa]7 5.3 41

707 meregulationFofFautophagyFinFpostmortemFbrainsFofFvachadoSsosephFdiseaseFpatientsTF
NeuropathologyRF2018RFYaRFWWYSWXZ 2 32

706 ’ljYRFvachadoSsosephFmiseaseF2018RF

705 ~ecentFadvancesFinFunderstandingFdominantFspinocerebellarFataxiasFfromFclinicalFandFgeneticF
pointsFofFviewTFFrqqqResearchRF2018RF7RF 3.6 26

704 ’uggestiveFassociationFbetweenFxy~vWFandFimpulseFcontrolFdisordersFinFyarkinsonMsFdiseaseTF
MovementaDisordersRF2018RFYYRFWa7aSWaa] 7 22

703 ’pasticFparaplegiaFdueFtoF’yj’–FmutationsFisFmodifiedFbyFtheFunderlyingFmutationFandFsexTFBrainRF
2018RFWZWRFYYYWSYYZX 11.2 39

(2018-2018)
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702 jFvetaSjnalysisFofF˛–S’ynucleinFvultiplicationFinFoamilialFyarkinsonismTFFrontiersainaNeurologyRF2018RF
bRFWVXW 4.1 46

701 –heFnY´  biquitinFuigasesF–~rvW7FandF–~rvZWFvodulateF˛–S’ynucleinFnxpressionFbyF~egulatingF
α’ljwXWTFCellaReportsRF2018RFX[RFXZaZSXZb]Teb 10.6 17

700 u~yWVFinF˛–SsynucleinopathiesTFLancetaNeurologymaTheRF2018RFW7RFWVYZ 24.1 14

699 jFl]orfWVUuxlWVWbXbW]YFlocusFisFassociatedFwithFageFofFonsetFinFlborf7XFcarriersTFBrainRF2018RF
WZWRFXab[SXbV7 11.2 25

698 –heFgeneticFlandscapeFofFyarkinsonMsFdiseaseTFRevueaNeurologiqueRF2018RFW7ZRF]XaS]ZY 3 95

697
rntraSfamilialFphenotypicFheterogeneityFinFaF’udaneseFfamilyFwithFmj~’XSrelatedF
leukoencephalopathyRFbrainstemFandFspinalFcordFinvolvementFandFlactateFelevationcFaFcaseFreportTF
BMCaNeurologyRF2018RFWaRFW7[

3.1 8

696 uongStermFevolutionFofFpatientSreportedFoutcomeFmeasuresFinFspinocerebellarFataxiasTFJournalaofa
NeurologyRF2018RFX][RFXVZVSXV[W 5.5 16

695 rnhibitionFofFuysosomeFvembraneF~ecyclingFlausesFjccumulationFofFpangliosidesFthatFlontributeF
toFweurodegenerationTFCellaReportsRF2018RFXYRFYaWYSYaX] 10.6 44

694 miscoveryFandFfunctionalFprioritizationFofFyarkinsonMsFdiseaseFcandidateFgenesFfromFlargeSscaleF
wholeFexomeFsequencingTFGenomeaBiologyRF2017RFWaRFXX 18.3 62

693 rnflammatoryFprofileFdiscriminatesFclinicalFsubtypesFinFu~~tXSassociatedFyarkinsonMsFdiseaseTF
EuropeanaJournalaofaNeurologyRF2017RFXZRFZX7Se] 6 30

692 uossFofFspatacsinFfunctionFaltersFlysosomalFlipidFclearanceFleadingFtoFupperFandFlowerFmotorF
neuronFdegenerationTFNeurobiologyaofaDiseaseRF2017RFWVXRFXWSY7 7.5 58

691 uowFcancerFprevalenceFinFpolyglutamineFexpansionFdiseasesTFNeurologyRF2017RFaaRFWWWZSWWWb 6.5 14

690 vutationsFinFmllFcauseFisolatedFagenesisFofFtheFcorpusFcallosumFwithFincompleteFpenetranceTF
NatureaGeneticsRF2017RFZbRF[WWS[WZ 36.3 54

689 jFpanelFstudyFonFpatientsFwithFdominantFcerebellarFataxiaFhighlightsFtheFfrequencyFofF
channelopathiesTFBrainRF2017RFWZVRFW[7bSW[bZ 11.2 67

688 yredictionFofFcognitionFinFyarkinsonMsFdiseaseFwithFaFclinicalSgeneticFscorecFaFlongitudinalFanalysisFofF
nineFcohortsTFLancetaNeurologymaTheRF2017RFW]RF]XVS]Xb 24.1 98

687 weurolhipRFanFupdatedFversionFofFtheFweuroèFgenotypingFplatformFtoFrapidlyFscreenFforFvariantsF
associatedFwithFneurologicalFdiseasesTFNeurobiologyaofaAgingRF2017RF[7RFXZ7TebSXZ7TeWY 5.6 54

686 penomeSwideFyleiotropyFketweenFyarkinsonFmiseaseFandFjutoimmuneFmiseasesTFJAMAaNeurologyRF
2017RF7ZRF7aVS7bX 17.2 150

685
llinicalRFlaboratoryFandFmolecularFfindingsFandFlongStermFfollowSupFdataFinFb]ForenchFpatientsFwithF
yvvXSlmpFNphosphomannomutaseFXScongenitalFdisorderFofFglycosylationOFandFreviewFofFtheF
literatureTFJournalaofaMedicalaGeneticsRF2017RF[ZRFaZYSa[W

5.8 57
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684 vassiveFsequencingFofF7VFgenesFrevealsFaFmyriadFofFmissingFgenesForFmechanismsFtoFbeFuncoveredF
inFhereditaryFspasticFparaplegiasTFEuropeanaJournalaofaHumanaGeneticsRF2017RFX[RFWXW7SWXXa 5.3 38

683 jnalysisFofFbloodSbasedFgeneFexpressionFinFidiopathicFyarkinsonFdiseaseTFNeurologyRF2017RFabRFW]7]SW]aY6.5 59

682 ’ulX[jZ]FvutationsFjssociatedFwithFjutosomalF~ecessiveFlerebellarFjtaxiaFinFworthFjfricanF
oamiliesTFNeurodegenerativeaDiseasesRF2017RFW7RFXVaSXWX 2.3 16

681 kodyFvassFrndexFmeclineFrsF~elatedFtoF’pinocerebellarFjtaxiaFmiseaseFyrogressionTFMovementa
DisordersaClinicalaPracticeRF2017RFZRF]abS]b7 2.2 14

680 ~areFcodingFvariantsFinFyulpXRFjkrYRFandF–~nvXFimplicateFmicroglialSmediatedFinnateFimmunityFinF
jlzheimerMsFdiseaseTFNatureaGeneticsRF2017RFZbRFWY7YSWYaZ 36.3 508

679 nstablishingFtheFroleFofFrareFcodingFvariantsFinFknownFyarkinsonMsFdiseaseFriskFlociTFNeurobiologyaofa
AgingRF2017RF[bRFXXVTeWWSXXVTeWa 5.6 11

678 βyZâ��Wab]cF’évy–xvFxw’n–FrwFpnwn–rlFo~xw–x–nvyx~juFmnvnw–rjF2017RFWYRFyWYY7SyWYY7 1

677 lomparingFataxiasFwithFoculomotorFapraxiacFaFmultimodalFstudyFofFjxjWRFjxjXFandFj–FfocusingFonF
videoSoculographyFandFalphaSfetoproteinTFScientificaReportsRF2017RF7RFW[XaZ 4.9 16

676 yenetranceFestimateFofFu~~tXFpTpXVWb’FmutationFinFindividualsFofFnonSjshkenaziFsewishFancestryTF
MovementaDisordersRF2017RFYXRFWZYXSWZYa 7 74

675 nvaluationFofFtheFinteractionFbetweenFu~~tXFandFyj~tW]FlociFinFdeterminingFriskFofFyarkinsonMsF
diseasecFanalysisFofFaFlargeFmulticenterFstudyTFNeurobiologyaofaAgingRF2017RFZbRFXW7TeWSXW7TeZ 5.6 5

674 nxcessiveFburdenFofFlysosomalFstorageFdisorderFgeneFvariantsFinFyarkinsonMsFdiseaseTFBrainRF2017RF
WZVRFYWbWSYXVY 11.2 209

673 oactorsFinfluencingFtheFageFatFonsetFinFfamilialFfrontotemporalFlobarFdementiacFrmportantFweightF
ofFgeneticsTFNeurology:aGeneticsRF2017RFYRFeXVY 3.8 8

672 vutationsFinFtheFnetrinSWFgeneFcauseFcongenitalFmirrorFmovementsTFJournalaofaClinicalaInvestigationRF
2017RFWX7RFYbXYSYbY] 15.9 30

671 vutationFjnalysisFofFlonsanguineousFvoroccanFyatientsFwithFyarkinsonMsFmiseaseFlombiningF
vicroarrayFandFpeneFyanelTFFrontiersainaNeurologyRF2017RFaRF[]7 4.1 10

670 peneticsFofFvovementFmisordersF2017RF77SbX

669 vitochondrialFmorphologyFandFcellularFdistributionFareFalteredFinF’ypYWFpatientsFandFareFlinkedFtoF
m~yWFhyperphosphorylationTFHumanaMolecularaGeneticsRF2017RFX]RF]7ZS]a[ 5.6 19

668 ’pecificallyFneuropathicFpaucherMsFmutationsFaccelerateFcognitiveFdeclineFinFyarkinsonMsTFAnnalsaofa
NeurologyRF2016RFaVRF]7ZS]a[ 9.4 154

667 ~areFvariantsFanalysisFofFcutaneousFmalignantFmelanomaFgenesFinFyarkinsonMsFdiseaseTF
NeurobiologyaofaAgingRF2016RFZaRFXXXTeWSXXXTe7 5.6 12

(2016-2017)
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666 penomeSwideFassociationFanalysesFidentifyFnewFriskFvariantsFandFtheFgeneticFarchitectureFofF
amyotrophicFlateralFsclerosisTFNatureaGeneticsRF2016RFZaRFWVZYSa 36.3 328

665 jdditionalFrareFvariantFanalysisFinFyarkinsonMsFdiseaseFcasesFwithFandFwithoutFknownFpathogenicF
mutationscFevidenceFforFoligogenicFinheritanceTFHumanaMolecularaGeneticsRF2016RFX[RF[ZaYS[Zab 5.6 40

664
uentiviralFvectorSmediatedFoverexpressionFofFmutantFataxinS7FrecapitulatesF’lj7FpathologyFandF
promotesFaccumulationFofFtheFo ’U–u’FandFvkwuWF~wjSbindingFproteinsTFMoleculara
NeurodegenerationRF2016RFWWRF[a

19 7

663 jFwovelFwonsenseFvutationFinFmwjsl]FnxpandsFtheFyhenotypeFofFjutosomalS~ecessiveF
suvenileSxnsetFyarkinsonMsFmiseaseTFAnnalsaofaNeurologyRF2016RF7bRFYY[S7 9.4 46

662 mefiningFtheFspectrumFofFfrontotemporalFdementiasFassociatedFwithF–j~mkyFmutationsTF
Neurology:aGeneticsRF2016RFXRFeaV 3.8 41

661 yrwtWFandFouwjFmutationsFassociationcFjFroleFforFatypicalFparkinsonismhTFParkinsonismaandaRelateda
DisordersRF2016RFX]RF7aSaV 3.6

660 votorFneuronFdegenerationFinFspasticFparaplegiaFWWFmimicsFamyotrophicFlateralFsclerosisFlesionsTF
BrainRF2016RFWYbRFW7XYSYZ 11.2 32

659 rsFtheFvlW~FvariantFpT~W]VçFassociatedFwithFyarkinsonMshTFAnnalsaofaNeurologyRF2016RF7bRFW[bS]W 9.4 14

658 meletionsFatFXXqWWTXFinFidiopathicFyarkinsonMsFdiseasecFaFcombinedFanalysisFofFgenomeSwideF
associationFdataTFLancetaNeurologymaTheRF2016RFW[RF[a[Sb] 24.1 59

657 uossFofFVy’WYlFounctionFinFjutosomalS~ecessiveFyarkinsonismFlausesFvitochondrialFmysfunctionF
andFrncreasesFyrwtWUyarkinSmependentFvitophagyTFAmericanaJournalaofaHumanaGeneticsRF2016RFbaRF[VVS[WY11 225

656 ~eplycFqighFprevalenceFofFlqlqmWVFmutationsFinFpatientsFwithFfrontotemporalFdementiaFfromF
lhinaTFBrainRF2016RFWYbRFeXX 11.2

655 yj~trwFrnactivationFuinksFyarkinsonMsFmiseaseFtoFvelanomaTFJournalaofatheaNationalaCanceraInstitute
RF2016RFWVaRF 9.7 46

654
qereditaryFspasticFparaplegiascFidentificationFofFaFnovelF’yp[7FvariantFaffectingF–opF
oligomerizationFandFdescriptionFofFq’yFsubtypesFinF’udanTFEuropeanaJournalaofaHumanaGeneticsRF
2016RFX[RFWVVSWWV

5.3 20

653 lxv–FValW[avetFyolymorphismFvodulatesFquntingtonMsFmiseaseFyrogressionTFPLoSaONERF2016RFWWRFeVW]WWV]3.7 12

652 valadiesFraresRFleFmodˆ¤leFfranˆ§aisTFBulletinaDeaLhAcademieaNationaleaDeaMedecineRF2016RFXVVRFb7bSbbW 0.1

651 rnflammatoryFprofileFinFu~~tXSassociatedFprodromalFandFclinicalFymTFJournalaofaNeuroinflammationRF
2016RFWYRFWXX 10.1 33

650 nxpandingFtheF’pectrumFofFpenesFrnvolvedFinFquntingtonFmiseaseF singFaFlombinedFllinicalFandF
peneticFjpproachTFJAMAaNeurologyRF2016RF7YRFWWV[SWZ 17.2 29

649 llinicalSgeneticFmodelFpredictsFincidentFimpulseFcontrolFdisordersFinFyarkinsonMsFdiseaseTFJournalaofa
NeurologymaNeurosurgeryaandaPsychiatryRF2016RFa7RFWWV]SWW 5.5 70
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648 kZaFmwjFrepairFpathwaysFasFaFcommonFgeneticFmechanismFmodulatingFtheFageFatFonsetFinF
polyglutamineFdiseasesTFJournalaofaNeurologymaNeurosurgeryaandaPsychiatryRF2016RFa7RFjX]TWSjX] 5.5

647 ~educedF–auFproteinFexpressionFisFassociatedFwithFfrontotemporalFdegenerationFwithFprogranulinF
mutationTFActaaNeuropathologicaaCommunicationsRF2016RFZRF7Z 7.3 15

646 preaterFimprovementFinFu~~tXFpXVWb’FpatientsFundergoingF’ubthalamicFwucleusFmeepFkrainF
’timulationFcomparedFtoFnonSmutationFcarriersTFBMCaNeuroscienceRF2016RFW7RF] 3.2 17

645 –heFendoplasmicFreticulumSmitochondriaFinterfaceFisFperturbedFinFyj~tXFknockoutFmiceFandF
patientsFwithFyj~tXFmutationsTFHumanaMolecularaGeneticsRF2016RFX[RFXb7XSXbaZ 5.6 87

644 çhiteFmatterFlesionsFinFo–umcFdistinctFphenotypesFcharacterizeFp~wFandFlbx~o7XFmutationsTF
Neurology:aGeneticsRF2016RFXRFeZ7 3.8 14

643 mefectsFinFtheFljywWFpeneF~esultFinFjlterationsFinFlerebellarFmevelopmentFandFlerebellarFjtaxiaF
inFviceFandFqumansTFCellaReportsRF2016RFW]RF7bSbW 10.6 63

642 mwvYFandFgeneticFmodifiersFofFageFofFonsetFinFu~~tXFplyXVWb’erFparkinsonismcFaFgenomeSwideF
linkageFandFassociationFstudyTFLancetaNeurologymaTheRF2016RFW[RFWXZaSWX[] 24.1 50

641 ’haredFgeneticFcontributionFtoFrschaemicF’trokeFandFjlzheimerMsFmiseaseTFAnnalsaofaNeurologyRF
2016RF7bRF7YbS7Z7 9.4 42

640 mwjFrepairFpathwaysFunderlieFaFcommonFgeneticFmechanismFmodulatingFonsetFinFpolyglutamineF
diseasesTFAnnalsaofaNeurologyRF2016RF7bRFbaYSbV 9.4 135

639 melayedSonsetForiedreichMsFataxiaFrevisitedTFMovementaDisordersRF2016RFYWRF]XSb 7 40

638 ’urvivalFandFseverityFinFdominantFcerebellarFataxiasTFAnnalsaofaClinicalaandaTranslationalaNeurologyRF
2015RFXRFXVXS7 5.3 19

637 yarkinFmaintainsFmitochondrialFlevelsFofFtheFprotectiveFyarkinsonMsFdiseaseSrelatedFenzymeFW7S˛†F
hydroxysteroidFdehydrogenaseFtypeFWVTFCellaDeathaandaDifferentiationRF2015RFXXRFW[]YS7] 12.7 26

636 peneticFoverlapFbetweenFjlzheimerMsFdiseaseFandFyarkinsonMsFdiseaseFatFtheFvjy–FlocusTFMoleculara
PsychiatryRF2015RFXVRFW[aaSb[ 15.1 107

635 jlterationFofFornithineFmetabolismFleadsFtoFdominantFandFrecessiveFhereditaryFspasticFparaplegiaTF
BrainRF2015RFWYaRFXWbWSXV[ 11.2 64

634 uossSofSfunctionFmutationsFinF~jkYbkFareFassociatedFwithFtypicalFearlySonsetFyarkinsonFdiseaseTF
Neurology:aGeneticsRF2015RFWRFeb 3.8 63

633 VariantsFassociatedFwithFpaucherFdiseaseFinFmultipleFsystemFatrophyTFAnnalsaofaClinicalaanda
TranslationalaNeurologyRF2015RFXRFZW7SX] 5.3 76

632 yolygenicFriskFofFyarkinsonFdiseaseFisFcorrelatedFwithFdiseaseFageFatFonsetTFAnnalsaofaNeurologyRF
2015RF77RF[aXSbW 9.4 77

631 rnFvivoFneurometabolicFprofilingFinFpatientsFwithFspinocerebellarFataxiaFtypesFWRFXRFYRFandF7TF
MovementaDisordersRF2015RFYVRF]]XS7V 7 47

(2015-2016)
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630 yosteriorFcorticalFatrophyFasFanFextremeFphenotypeFofFp~wFmutationsTFJAMAaNeurologyRF2015RF7XRFXXZSa17.2 16

629 yvyljFmutationsFcauseFabnormalFmitochondrialFproteinFprocessingFinFpatientsFwithF
nonSprogressiveFcerebellarFataxiaTFBrainRF2015RFWYaRFW[V[SW7 11.2 43

628 peneticFlandscapeFremodellingFinFspinocerebellarFataxiascFtheFinfluenceFofFnextSgenerationF
sequencingTFJournalaofaNeurologyRF2015RFX]XRFXYaXSb[ 5.5 15

627 jFXXSéearFoollowSupF’tudyFofFuongStermFlardiacFxutcomeFandFyredictorsFofF’urvivalFinForiedreichF
jtaxiaTFJAMAaNeurologyRF2015RF7XRFWYYZSZW 17.2 45

626 jF~ecurrentFvutationFinFljlwjWpFjltersFlavYTWF–S–ypeFlalciumSlhannelFlonductionFandFlausesF
jutosomalSmominantFlerebellarFjtaxiaTFAmericanaJournalaofaHumanaGeneticsRF2015RFb7RF7X]SY7 11 72

625 p~rmXFmutationsFspanFfromFcongenitalFtoFmildFadultSonsetFcerebellarFataxiaTFNeurologyRF2015RFaZRFW7[WSb6.5 47

624 miagnosisFofFyarkinsonMsFdiseaseFonFtheFbasisFofFclinicalFandFgeneticFclassificationcFaF
populationSbasedFmodellingFstudyTFLancetaNeurologymaTheRF2015RFWZRFWVVXSb 24.1 141

623 –ktWFmutationFfrequenciesFinForenchFfrontotemporalFdementiaFandFamyotrophicFlateralFsclerosisF
cohortsTFNeurobiologyaofaAgingRF2015RFY]RFYWW]Te[SYWW]Tea 5.6 51

622 jFnewFoSboxFproteinF7FgeneFmutationFcausingFtypicalFyarkinsonMsFdiseaseTFMovementaDisordersRF2015
RFYVRFWWYVSY 7 40

621 qypomorphicFvariantsFofFcationicFaminoFacidFtransporterFYFinFmalesFwithFautismFspectrumFdisordersTF
AminoaAcidsRF2015RFZ7RFX]Z7S[a 3.5 10

620 uongStermFdiseaseFprogressionFinFspinocerebellarFataxiaFtypesFWRFXRFYRFandF]cFaFlongitudinalFcohortF
studyTFLancetaNeurologymaTheRF2015RFWZRFWWVWSa 24.1 139

619 ~eplycFlqlqmWVFmutationsFinFrtalianFpatientsFwithFsporadicFamyotrophicFlateralFsclerosisTFBrainRF
2015RFWYaRFeY7Y 11.2 1

618 ~eplycFjFdistinctFclinicalFphenotypeFinFaFpermanFkindredFwithFmotorFneuronFdiseaseFcarryingFaF
lqlqmWVFmutationTFBrainRF2015RFWYaRFeY77 11.2 2

617 uargeSscaleFassessmentFofFpolyglutamineFrepeatFexpansionsFinFyarkinsonFdiseaseTFNeurologyRF2015RF
a[RFWXaYSbX 6.5 20

616
’emanticFandFnonfluentFaphasicFvariantsRFsecondarilyFassociatedFwithFamyotrophicFlateralFsclerosisRF
areFpredominantFfrontotemporalFlobarFdegenerationFphenotypesFinF–ktWFcarriersTFAlzheimerhsaanda
Dementia:aDiagnosismaAssessmentaandaDiseaseaMonitoringRF2015RFWRFZaWS]

5.2 21

615 lonvergentFgeneticFandFexpressionFdataFimplicateFimmunityFinFjlzheimerMsFdiseaseTFAlzheimerhsaanda
DementiaRF2015RFWWRF][aS7W 1.2 146

614 ’qstmWFknockSdownFcausesFaFlocomotorFphenotypeFamelioratedFbyFrapamycinFinFaFzebrafishFmodelF
ofFju’Uo–umTFHumanaMolecularaGeneticsRF2015RFXZRFW]aXSbV 5.6 48

613
’pinocerebellarFataxiaFtypeFY]FexistsFinFdiverseFpopulationsFandFcanFbeFcausedFbyFaFshortF
hexanucleotideFppll–pFrepeatFexpansionTFJournalaofaNeurologymaNeurosurgeryaandaPsychiatryRF2015RF
a]RFba]Sb[

5.5 36

AlexisxBrice

12



612 jFdiagnosticFflowFchartFforFyxupSrelatedFdiseasesFbasedFonFsignsFsensitivityFandFspecificityTFJournala
ofaNeurologymaNeurosurgeryaandaPsychiatryRF2015RFa]RF]Z]S[Z 5.5 26

611 wewFpracticalFdefinitionsFforFtheFdiagnosisFofFautosomalFrecessiveFspasticFataxiaFofF
lharlevoixS’aguenayTFAnnalsaofaNeurologyRF2015RF7aRFa7WSa] 9.4 45

610
–heFspectrumFofFtrjjVWb]FvariantsRFandFcharacterizationFofFaFmurineFknockoutcFimplicationsFforFtheF
mutationalFmechanismFinFhereditaryFspasticFparaplegiaFtypeF’ypaTFOrphanetaJournalaofaRarea
DiseasesRF2015RFWVRFWZ7

4.2 12

609 jF7T[SvbFduplicationFatFchromosomeFWWqXWSWWqXXTYFisFassociatedFwithFaFnovelFspasticFataxiaF
syndromeTFMovementaDisordersRF2015RFYVRFX]XS] 7 6

608 –heFimpactFofFrareFvariantsFinFo ’FinFessentialFtremorTFMovementaDisordersRF2015RFYVRF7XWSZ 7 10

607 uateralF–emporalFuobecFjnFnarlyFrmagingFvarkerFofFtheFyresymptomaticFp~wFmiseasehTFJournalaofa
AlzheimerhsaDiseaseRF2015RFZ7RF7[WSb 4.3 27

606 ’leepFaspectsFonFvideoSpolysomnographyFinFu~~tXFmutationFcarriersTFMovementaDisordersRF2015RF
YVRFWaYbSZY 7 19

605 qighFnigralFironFdepositionFinFu~~tXFandFyarkinFmutationFcarriersFusingF~XPFrelaxometryTFMovementa
DisordersRF2015RFYVRFWV77SaZ 7 48

604 vutationFinFly–WlFjssociatedFçithFyureFjutosomalFmominantF’pasticFyaraplegiaTFJAMAaNeurologyRF
2015RF7XRF[]WS7V 17.2 47

603 llinicalFcorrelationsFwithFuewyFbodyFpathologyFinFu~~tXSrelatedFyarkinsonFdiseaseTFJAMAa
NeurologyRF2015RF7XRFWVVS[ 17.2 191

602 lqlqmXFandFyarkinsonMsFdiseaseTFLancetaNeurologymaTheRF2015RFWZRF]7aSb 24.1 43

601 mopaminergicFdenervationFseverityFdependsFonFlxv–FValW[avetFpolymorphismFinFyarkinsonMsF
diseaseTFParkinsonismaandaRelatedaDisordersRF2015RFXWRFZ7WS] 3.6 15

600 ~eplycFrsFlqlqmWVFyroYZ’erFpathogenicFforFfrontotemporalFdementiaFandFamyotrophicFlateralF
sclerosishTFBrainRF2015RFWYaRFeYa] 11.2 3

599 oeU’FproteinFassemblyFgeneFrkj[7FmutationFcausesFhereditaryFspasticFparaplegiaTFNeurologyRF2015RF
aZRF][bS]7 6.5 54

598 jFphenotypeFofFatypicalFapraxiaFofFspeechFinFaFfamilyFcarryingF’z’–vWFmutationTFJournalaofa
AlzheimerhsaDiseaseRF2015RFZYRF]X[SYV 4.3 10

597 yartialFdeletionsFofFtheFp~wFgeneFareFaFcauseFofFfrontotemporalFlobarFdegenerationTFNeurogeneticsRF
2014RFW[RFb[SWVV 3 10

596 nxomeFsequencingFlinksFcorticospinalFmotorFneuronFdiseaseFtoFcommonFneurodegenerativeF
disordersTFScienceRF2014RFYZYRF[V]S[WW 33.3 374

595 meFnovoFmutationsFinFqlwWFcauseFearlyFinfantileFepilepticFencephalopathyTFNatureaGeneticsRF2014RF
Z]RF]ZVS[ 36.3 145

(2014-2015)
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594 yredictionFofFtheFageFatFonsetFinFspinocerebellarFataxiaFtypeFWRFXRFYFandF]TFJournalaofaMedicala
GeneticsRF2014RF[WRFZ7bSa] 5.8 46

593 lonsensusFpapercFpathologicalFmechanismsFunderlyingFneurodegenerationFinFspinocerebellarF
ataxiasTFCerebellumRF2014RFWYRFX]bSYVX 4.3 97

592 ~eplycF–woFnovelFmutationsFinFconservedFcodonsFindicateFthatFlqlqmWVFisFaFgeneFassociatedFwithF
motorFneuronFdiseaseTFBrainRF2014RFWY7RFeYWV 11.2 3

591 lrossStalkingFnoncodingF~wjsFcontributeFtoFcellSspecificFneurodegenerationFinF’lj7TFNaturea
StructuralaandaMolecularaBiologyRF2014RFXWRFb[[Sb]W 17.6 64

590 lontributionFofFj–èwXFintermediaryFpolyzFexpansionsFinFaFspectrumFofFneurodegenerativeF
disordersTFNeurologyRF2014RFaYRFbbVS[ 6.5 58

589 vodulationFofFtheFageFatFonsetFinFspinocerebellarFataxiaFbyFljpFtractsFinFvariousFgenesTFBrainRF2014
RFWY7RFXZZZS[[ 11.2 108

588 ’creeningFofFlqlqmWVFinFaForenchFcohortFconfirmsFtheFinvolvementFofFthisFgeneFinFfrontotemporalF
dementiaFwithFamyotrophicFlateralFsclerosisFpatientsTFNeurobiologyaofaAgingRF2014RFY[RFXaaZTeWSXaaZTeZ 5.6 80

587 uargeSscaleFmetaSanalysisFofFgenomeSwideFassociationFdataFidentifiesFsixFnewFriskFlociFforF
yarkinsonMsFdiseaseTFNatureaGeneticsRF2014RFZ]RFbabSbY 36.3 1261

586 yarkinsonMsFdiseaseFinFp–yFcyclohydrolaseFWFmutationFcarriersTFBrainRF2014RFWY7RFXZaVSbX 11.2 127

585 nuxVu[FmutationsFcauseFspinocerebellarFataxiaFYaTFAmericanaJournalaofaHumanaGeneticsRF2014RFb[RFXVbSW711 70

584 nfficacyFofFsubthalamicFnucleusFstimulationFinFlbx~o7XFexpansionFrelatedFparkinsonismTF
ParkinsonismaandaRelatedaDisordersRF2014RFXVRFWWVZS[ 3.6 3

583 –heFautophagyUlysosomeFpathwayFisFimpairedFinF’lj7FpatientsFandF’lj7FknockSinFmiceTFActaa
NeuropathologicaRF2014RFWXaRF7V[SXX 14.3 42

582 orontotemporalFdementiaFandFitsFsubtypescFaFgenomeSwideFassociationFstudyTFLancetaNeurologyma
TheRF2014RFWYRF]a]Sbb 24.1 207

581 jFmitochondrialForiginFforFfrontotemporalFdementiaFandFamyotrophicFlateralFsclerosisFthroughF
lqlqmWVFinvolvementTFBrainRF2014RFWY7RFXYXbSZ[ 11.2 292

580 mefiningFtheFassociationFofF–vnvWV]kFvariantsFamongFfrontotemporalFlobarFdegenerationF
patientsFwithFp~wFmutationsFand´ lborf7XFrepeatFexpansionsTFNeurobiologyaofaAgingRF2014RFY[RFX][aTeWSX][aTe[5.6 27

579 hn~wyjXkWFandFhn~wyjWFmutationsFareFrareFinFpatientsFwithFHmultisystemFproteinopathyHFandF
frontotemporalFlobarFdegenerationFphenotypesTFNeurobiologyaofaAgingRF2014RFY[RFbYZTe[S] 5.6 34

578 qomozygousF–~nvXFmutationFinFaFfamilyFwithFatypicalFfrontotemporalFdementiaTFNeurobiologyaofa
AgingRF2014RFY[RFXZWbTeXYSXZWbTeX[ 5.6 63

577 uossFofFassociationFofF~nnyXFwithFmembranesFleadsFtoFhereditaryFspasticFparaplegiaTFAmericana
JournalaofaHumanaGeneticsRF2014RFbZRFX]aS77 11 63
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576 yerspectiveFonFfutureFroleFofFbiologicalFmarkersFinFclinicalFtherapyFtrialsFofFjlzheimerMsFdiseasecFaF
longSrangeFpointFofFviewFbeyondFXVXVTFBiochemicalaPharmacologyRF2014RFaaRFZX]SZb 6 84

575 ounctionalFinterplayFbetweenFyarkinFandFmrpWFinFmitochondrialFfissionFandFclearanceTFBiochimicaaEta
BiophysicaaActaanaMolecularaCellaResearchRF2014RFWaZYRFXVWXSX] 4.9 101

574 yrospectiveFdiagnosticFanalysisFofFcopyFnumberFvariantsFusingF’wyFmicroarraysFinFindividualsFwithF
autismFspectrumFdisordersTFEuropeanaJournalaofaHumanaGeneticsRF2014RFXXRF7WSa 5.3 50

573
XbForenchFadultFpatientsFwithFyvvXScongenitalFdisorderFofFglycosylationcFoutcomeFofFtheFclassicalF
pediatricFphenotypeFandFdepictionFofFaFlateSonsetFphenotypeTFOrphanetaJournalaofaRareaDiseasesRF
2014RFbRFXV7

4.2 33

572 –vnvXZVFmutationsFcauseFspinocerebellarFataxiaFXWFwithFmentalFretardationFandFsevereFcognitiveF
impairmentTFBrainRF2014RFWY7RFX][7S]Y 11.2 43

571 vetaSanalysisFofF’qjwtFvutationsFinFjutismF’pectrumFmisorderscFaFgradientFofFseverityFinF
cognitiveFimpairmentsTFPLoSaGeneticsRF2014RFWVRFeWVVZ[aV 6 340

570 longenitalFmirrorFmovementscFmutationalFanalysisFofF~jm[WFandFmllFinFX]FcasesTFNeurologyRF2014RF
aXRFWbbbSXVVX 6.5 41

569 ml–wWFmutationFanalysisFinFfamiliesFwithFprogressiveFsupranuclearFpalsySlikeFphenotypesTFJAMAa
NeurologyRF2014RF7WRFXVaSW[ 17.2 38

568 ~eplycFjreFlqlqmWVFmutationsFindeedFassociatedFwithFfamilialFamyotrophicFlateralFsclerosishTFBrain
RF2014RFWY7RFeYWZ 11.2 2

567 ~eplycFvutationsFinFtheFlqlqmWVFgeneFareFaFcommonFcauseFofFfamilialFamyotrophicFlateralF
sclerosisTFBrainRF2014RFWY7RFeYWX 11.2 3

566 plobalFinvestigationFandFmetaSanalysisFofFtheFlborf7XFNpZlXOnFrepeatFinFyarkinsonFdiseaseTF
NeurologyRF2014RFaYRFWbV]SWY 6.5 49

565
peneticFanalysisFofFmatrinFYFgeneFinForenchFamyotrophicFlateralFsclerosisFpatientsFandF
frontotemporalFlobarFdegenerationFwithFamyotrophicFlateralFsclerosisFpatientsTFNeurobiologyaofa
AgingRF2014RFY[RFXaaXTeWYSXaaXTeW[

5.6 23

564 vichaelFsTFooxFooundationFu~~tXFlonsortiumcFgeographicalFdifferencesFinFreturningFgeneticF
researchFdataFtoFstudyFparticipantsTFGeneticsainaMedicineRF2014RFW]RF]ZZS[ 8.1 7

563 lharcotSvarieS–oothFdiseaseFtypeFXjcFfromFtypicalFtoFrareFphenotypicFandFgenotypicFfeaturesTF
JAMAaNeurologyRF2014RF7WRFWVY]SZX 17.2 76

562 jFpathwaySbasedFanalysisFprovidesFadditionalFsupportFforFanFimmuneSrelatedFgeneticFsusceptibilityF
toFyarkinsonMsFdiseaseTFHumanaMolecularaGeneticsRF2014RFXYRF[]XS[]X 5.6 3

561 troWlFmutationsFinFtwoFfamiliesFwithFhereditaryFspasticFparaparesisFandFcerebellarFdysfunctionTF
JournalaofaMedicalaGeneticsRF2014RF[WRFWY7SZX 5.8 46

560 nxtensiveFwhiteFmatterFinvolvementFinFpatientsFwithFfrontotemporalFlobarFdegenerationcFthinkF
progranulinTFJAMAaNeurologyRF2014RF7WRFW[]XS] 17.2 57

559 vitochondrialFdysfunctionsFinFyarkinsonMsFdiseaseTFRevueaNeurologiqueRF2014RFW7VRFYYbSZY 3 48
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558 qeterogeneousFpatternFofFselectiveFpressureFforFy~~–XFinFhumanFpopulationsRFbutFnoFassociationF
withFautismFspectrumFdisordersTFPLoSaONERF2014RFbRFeaa]VV 3.7 9

557 peneSwideFanalysisFdetectsFtwoFnewFsusceptibilityFgenesFforFjlzheimerMsFdiseaseTFPLoSaONERF2014RF
bRFebZ]]W 3.7 90

556 –issueSFandFcellSspecificFmitochondrialFdefectFinFyarkinSdeficientFmiceTFPLoSaONERF2014RFbRFebbaba 3.7 33

555 lharcotSvarieS–oothFmiseasesF2014RF[WbS[Z7

554 wovelF’ypWVFmutationFassociatedFwithFdysautonomiaRFspinalFcordFatrophyRFandFskinFbiopsyF
abnormalityTFEuropeanaJournalaofaNeurologyRF2013RFXVRFYbaSZVW 6 9

553 jnalysisFofFgenomeSwideFassociationFstudiesFofFjlzheimerFdiseaseFandFofFyarkinsonFdiseaseFtoF
determineFifFtheseFXFdiseasesFshareFaFcommonFgeneticFriskTFJAMAaNeurologyRF2013RF7VRFWX]aS7] 17.2 46

552
penomeSwideFexpressionFprofilingFandFfunctionalFcharacterizationFofF’ljXaFlymphoblastoidFcellF
linesFrevealFimpairmentFinFcellFgrowthFandFactivationFofFapoptoticFpathwaysTFBMCaMedicalaGenomicsRF
2013RF]RFXX

3.7 13

551 rdentificationFandFcharacterizationFofFnovelFyméwFmutationsFinFdominantFcerebellarFataxiaFcasesTF
JournalaofaNeurologyRF2013RFX]VRFWaV7SWX 5.5 18

550 yopulationSspecificFfrequenciesFforFu~~tXFsusceptibilityFvariantsFinFtheFpeneticFnpidemiologyFofF
yarkinsonMsFmiseaseFNpnxSymOFlonsortiumTFMovementaDisordersRF2013RFXaRFW7ZVSZ 7 24

549 vutationsFinFlxzXFinFfamilialFandFsporadicFmultipleSsystemFatrophyTFNewaEnglandaJournalaofa
MedicineRF2013RFY]bRFXYYSZZ 59.2 251

548 uossFofFfunctionFofFglucocerebrosidaseFpkjXFisFresponsibleFforFmotorFneuronFdefectsFinFhereditaryF
spasticFparaplegiaTFAmericanaJournalaofaHumanaGeneticsRF2013RFbXRFXYaSZZ 11 133

547 yarkinsonMsFdiseaseFpatientsFshowFreducedFcorticalSsubcorticalFsensorimotorFconnectivityTF
MovementaDisordersRF2013RFXaRFZZ7S[Z 7 99

546 vetaSanalysisFofF7ZRVZ]FindividualsFidentifiesFWWFnewFsusceptibilityFlociFforFjlzheimerMsFdiseaseTF
NatureaGeneticsRF2013RFZ[RFWZ[XSa 36.3 2714

545 rnterferonF˛†FinducesFclearanceFofFmutantFataxinF7FandFimprovesFlocomotionFinF’lj7FknockSinFmiceTF
BrainRF2013RFWY]RFW7YXSZ[ 11.2 50

544 yarkinFdepletionFdelaysFmotorFdeclineFdoseSdependentlyFwithoutFovertlyFaffectingFneuropathologyF
inF˛–SsynucleinFtransgenicFmiceTFBMCaNeuroscienceRF2013RFWZRFWY[ 3.2 5

543 –heFuZ[VoFβlorrected]FmutationFinFtlwmYFbringsFspinocerebellarFataxiaFandFkrugadaFsyndromeF
closerFtogetherTFNeurogeneticsRF2013RFWZRFX[7Sa 3 15

542 vitochondrialFqualityFcontrolFturnsFoutFtoFbeFtheFprincipalFsuspectFinFparkinFandFyrwtWSrelatedF
autosomalFrecessiveFyarkinsonMsFdiseaseTFCurrentaOpinionainaNeurobiologyRF2013RFXYRFWVVSa 7.6 64

541 lbx~o7XFrepeatFexpansionsFinFtheFfrontotemporalFdementiasFspectrumFofFdiseasescFaFflowSchartF
forFgeneticFtestingTFJournalaofaAlzheimerhsaDiseaseRF2013RFYZRFZa[Sbb 4.3 80
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540 lborf7XFrepeatFexpansionsFareFaFrareFgeneticFcauseFofFparkinsonismTFBrainRF2013RFWY]RFYa[SbW 11.2 128

539 vutationsFinFtheFyowWFgeneFareFnotFaFcommonFcauseFinFpatientsFwithFamyotrophicFlateralFsclerosisF
andFfrontotemporalFlobarFdegenerationFinForanceTFNeurobiologyaofaAgingRF2013RFYZRFW7VbTeWSX 5.6 21

538 ’creeningF kzuwSXFinForenchFfrontotemporalFlobarFdegenerationFandFfrontotemporalFlobarF
degenerationSamyotrophicFlateralFsclerosisFpatientsTFNeurobiologyaofaAgingRF2013RFYZRFXV7aTe[S] 5.6 5

537 ’wyFarraysFinFkeckwithSçiedemannFsyndromecFanFimprovedFdiagnosticFstrategyTFEuropeanaJournala
ofaMedicalaGeneticsRF2013RF[]RF[Z]S[V 2.6 30

536 –~nvXFmutationsFareFrareFinFaForenchFcohortFofFpatientsFwithFfrontotemporalFdementiaTF
NeurobiologyaofaAgingRF2013RFYZRFXZZYTeWSX 5.6 33

535
n~SstressSassociatedFfunctionalFlinkFbetweenFyarkinFandFmsSWFviaFaFtranscriptionalFcascadeFinvolvingF
theFtumorFsuppressorFp[YFandFtheFsplicedFèSboxFbindingFproteinFèkySWTFJournalaofaCellaScienceRF2013
RFWX]RFXWXZSYY

5.3 57

534 krainFwhiteFmatterFoedemaFdueFtoFlllSXFchlorideFchannelFdeficiencycFanFobservationalFanalyticalF
studyTFLancetaNeurologymaTheRF2013RFWXRF][bS]a 24.1 115

533 uossFofFfunctionFofFlborf7XFcausesFmotorFdeficitsFinFaFzebrafishFmodelFofFamyotrophicFlateralF
sclerosisTFAnnalsaofaNeurologyRF2013RF7ZRFWaVS7 9.4 238

532 p[WmF˛–SsynucleinFmutationFcausesFaFnovelFparkinsonianSpyramidalFsyndromeTFAnnalsaofaNeurologyRF
2013RF7YRFZ[bS7W 9.4 462

531 peneticFanalysisFofFinheritedFleukodystrophiescFgenotypeSphenotypeFcorrelationsFinFtheFl’oW~F
geneTFJAMAaNeurologyRF2013RF7VRFa7[SaaX 17.2 58

530 jlterationFofFgangliosideFbiosynthesisFresponsibleFforFcomplexFhereditaryFspasticFparaplegiaTF
AmericanaJournalaofaHumanaGeneticsRF2013RFbYRFWWaSXY 11 124

529 ’éwnWFmutationsFinFautosomalFrecessiveFcerebellarFataxiaTFJAMAaNeurologyRF2013RF7VRFWXb]SYW 17.2 41

528 jutosomalFrecessiveFcorticalFmyoclonicFtremorFandFepilepsycFassociationFwithFaFmutationFinFtheF
potassiumFchannelFassociatedFgeneFlw–wXTFBrainRF2013RFWY]RFWW[[S]V 11.2 47

527 jFpathwaySbasedFanalysisFprovidesFadditionalFsupportFforFanFimmuneSrelatedFgeneticFsusceptibilityF
toFyarkinsonMsFdiseaseTFHumanaMolecularaGeneticsRF2013RFXXRFWVYbSZb 5.6 96

526 wewFsubtypeFofFspinocerebellarFataxiaFwithFalteredFverticalFeyeFmovementsFmappingFtoF
chromosomeFWpYXTFJAMAaNeurologyRF2013RF7VRF7]ZS7W 17.2 30

525 ’z’–vWFmutationsFinForenchFpatientsFwithFfrontotemporalFdementiaForFfrontotemporalFdementiaF
withFamyotrophicFlateralFsclerosisTFJAMAaNeurologyRF2013RF7VRFWZVYSWV 17.2 131

524 –heFValW[avetFlxv–FpolymorphismFisFaFmodifierFofFtheFageFatFonsetFinFyarkinsonMsFdiseaseFwithFaF
sexualFdimorphismTFJournalaofaNeurologymaNeurosurgeryaandaPsychiatryRF2013RFaZRF]]]S7Y 5.5 40

523 –heF–xvvFmachineryFisFaFmolecularFswitchFinFyrwtWFandFyj~tXUyj~trwSdependentFmitochondrialF
clearanceTFAutophagyRF2013RFbRFWaVWSW7 10.2 89
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522 jFmulticenterFstudyFofFglucocerebrosidaseFmutationsFinFdementiaFwithFuewyFbodiesTFJAMAa
NeurologyRF2013RF7VRF7X7SY[ 17.2 285

521 yhenotypicFvariabilityFinFj~ljXFandFidentificationFofFaFcoreFataxicFphenotypeFwithFslowF
progressionTFOrphanetaJournalaofaRareaDiseasesRF2013RFaRFW7Y 4.2 52

520 suvenileFfrontotemporalFdementiaFwithFparkinsonismFassociatedFwithFtauFmutationFpYab~TFJournala
ofaAlzheimerhsaDiseaseRF2013RFY7RF7]bS7] 4.3 18

519 oineSmappingRFgeneFexpressionFandFsplicingFanalysisFofFtheFdiseaseFassociatedFu~~tXFlocusTFPLoSa
ONERF2013RFaRFe7V7XZ 3.7 40

518 orequencyFofFtheFlborf7XFhexanucleotideFrepeatFexpansionFinFpatientsFwithFamyotrophicFlateralF
sclerosisFandFfrontotemporalFdementiacFaFcrossSsectionalFstudyTFLancetaNeurologymaTheRF2012RFWWRFYXYSYV 24.1 830

517 lharacteristicsFofFclinicalFandFelectrophysiologicalFpatternFofFlharcotSvarieS–oothFZlTFJournalaofa
theaPeripheralaNervousaSystemRF2012RFW7RFWWXSXX 4.7 29

516 peneticFbasesFandFphenotypesFofFautosomalFrecessiveFyarkinsonFdiseaseFinFaF–urkishFpopulationTF
EuropeanaJournalaofaNeurologyRF2012RFWbRF7]bS7[ 6 14

515 jnnualFchangeFinForiedreichMsFataxiaFevaluatedFbyFtheF’caleFforFtheFjssessmentFandF~atingFofFjtaxiaF
N’j~jOFisFindependentFofFdiseaseFseverityTFMovementaDisordersRF2012RFX7RFWY[Sa 7 25

514 –heFnormalFparkinFsequenceTFMovementaDisordersRF2012RFX7RFZ]YSZ 7

513 ’patacsinFandFspastizinFactFinFtheFsameFpathwayFrequiredFforFproperFspinalFmotorFneuronFaxonF
outgrowthFinFzebrafishTFNeurobiologyaofaDiseaseRF2012RFZaRFXbbSYVa 7.5 37

512 yhenotypeFdifferenceFbetweenFju’FpatientsFwithFexpandedFrepeatsFinFlbx~o7XFandFpatientsFwithF
mutationsFinFotherFju’SrelatedFgenesTFJournalaofaMedicalaGeneticsRF2012RFZbRFX[aS]Y 5.8 131

511 ~oleFofFmendelianFgenesFinFHsporadicHFyarkinsonMsFdiseaseTFParkinsonismaandaRelatedaDisordersRF
2012RFWaF’upplFWRF’]]S7V 3.6 98

510 vutationsFinFtlwmYFcauseFspinocerebellarFataxiaFtypeFXXTFAnnalsaofaNeurologyRF2012RF7XRFa[bS]b 9.4 111

509  seFofFsupportFvectorFmachinesFforFdiseaseFriskFpredictionFinFgenomeSwideFassociationFstudiescF
concernsFandFopportunitiesTFHumanaMutationRF2012RFYYRFW7VaSWa 4.7 28

508 jFmultiScentreFclinicoSgeneticFanalysisFofFtheFVy’Y[FgeneFinFyarkinsonFdiseaseFindicatesFreducedF
penetranceFforFdiseaseSassociatedFvariantsTFJournalaofaMedicalaGeneticsRF2012RFZbRF7XWS] 5.8 78

507 vutationsFinF kzuwXFareFrareFinForenchFamyotrophicFlateralFsclerosisTFNeurobiologyaofaAgingRF2012RF
YYRFaYbTeWSY 5.6 28

506 nroZpWFinFfamilialFyarkinsonMsFdiseasecFpathogenicFmutationsForFrareFbenignFvariantshTFNeurobiologya
ofaAgingRF2012RFYYRFXXYYTeWSXXYYTe[ 5.6 30

505 uargeSscaleFreplicationFandFheterogeneityFinFyarkinsonFdiseaseFgeneticFlociTFNeurologyRF2012RF7bRF][bS]7 6.5 106
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504 yenetranceFofFyarkinsonFdiseaseFinFglucocerebrosidaseFgeneFmutationFcarriersTFNeurologyRF2012RF
7aRFZW7SXV 6.5 159

503 troWjFmissenseFmutationsFinF’ypYVRFanFautosomalFrecessiveFspasticFparaplegiacFdistinctFphenotypesF
accordingFtoFtheFnatureFofFtheFmutationsTFEuropeanaJournalaofaHumanaGeneticsRF2012RFXVRF]Z[Sb 5.3 96

502 oè–j’cFnewFinsightsFandFtheFneedFforFrevisedFdiagnosticFcriteriaTFNeurologyRF2012RF7bRFWabaSbV7 6.5 129

501 jdultFpolyglucosanFbodyFdiseasecFwaturalFqistoryFandFteyFvagneticF~esonanceFrmagingFoindingsTF
AnnalsaofaNeurologyRF2012RF7XRFZYYSZW 9.4 88

500 jlterationFofFfattySacidSmetabolizingFenzymesFaffectsFmitochondrialFformFandFfunctionFinF
hereditaryFspasticFparaplegiaTFAmericanaJournalaofaHumanaGeneticsRF2012RFbWRFWV[WS]Z 11 150

499 jutosomalFrecessiveFcerebellarFataxiasFwithFoculomotorFapraxiaTFHandbookaofaClinicalaNeurologyapa
EditedaByaPaJaVinkenaandaGaWaBruynRF2012RFWVYRFYYYSZW 3 0

498 jFdeleteriousFmutationFinFmwjsl]FencodingFtheFneuronalSspecificFclathrinSuncoatingFcoSchaperoneF
auxilinRFisFassociatedFwithFjuvenileFparkinsonismTFPLoSaONERF2012RF7RFeY]Z[a 3.7 203

497 llinicalRFneuropathologicalRFandFbiochemicalFcharacterizationFofFtheFnovelFtauFmutationFyYYX’TF
JournalaofaAlzheimerhsaDiseaseRF2012RFYWRF7ZWSb 4.3 22

496 ~jm[WFhaploinsufficiencyFcausesFcongenitalFmirrorFmovementsFinFhumansTFAmericanaJournalaofa
HumanaGeneticsRF2012RFbVRFYVWS7 11 63

495 ’ljWZFinFworwayRFtwoFfamiliesFwithFautosomalFdominantFcerebellarFataxiaFandFaFnovelFmutationFinF
theFy~tlpFgeneTFActaaNeurologicaaScandinavicaRF2012RFWX[RFWW]SXX 3.8 10

494  singFgenomeSwideFcomplexFtraitFanalysisFtoFquantifyFMmissingFheritabilityMFinFyarkinsonMsFdiseaseTF
HumanaMolecularaGeneticsRF2012RFXWRFZbb]S[VVb 5.6 145

493 lomprehensiveFresearchFsynopsisFandFsystematicFmetaSanalysesFinFyarkinsonMsFdiseaseFgeneticscF
–heFympeneFdatabaseTFPLoSaGeneticsRF2012RFaRFeWVVX[Za 6 420

492 rdentificationFofFVy’Y[FmutationsFreplicatedFinForenchFfamiliesFwithFyarkinsonFdiseaseTFNeurologyRF
2012RF7aRFWZZbS[V 6.5 49

491 y~~–XFmutationscFaFmajorFcauseFofFparoxysmalFkinesigenicFdyskinesiaFinFtheFnuropeanFpopulationTF
NeurologyRF2012RF7bRFW7VSZ 6.5 77

490 nvidenceFforFaFroleFofFtheFrareFpTjW[X–FvariantFinFvjy–FinFincreasingFtheFriskFforFo–mSspectrumFandF
jlzheimerMsFdiseasesTFHumanaMolecularaGeneticsRF2012RFXWRFY[VVSWX 5.6 174

489 oactorsFinfluencingFdiseaseFprogressionFinFautosomalFdominantFcerebellarFataxiaFandFspasticF
paraplegiaTFArchivesaofaNeurologyRF2012RF]bRF[VVSa 45

488 nxonicFdeletionsFofFoèwFandFearlySonsetForiedreichFataxiaTFArchivesaofaNeurologyRF2012RF]bRFbWXS] 29

487 jnalysisFofFtheFchromosomeFèFexomeFinFpatientsFwithFautismFspectrumFdisordersFidentifiedFnovelF
candidateFgenesRFincludingF–vuqnTFTranslationalaPsychiatryRF2012RFXRFeW7b 8.6 73
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486 rntragenicFljv–jWFrearrangementsFcauseFnonSprogressiveFcongenitalFataxiaFwithForFwithoutF
intellectualFdisabilityTFJournalaofaMedicalaGeneticsRF2012RFZbRFZVVSa 5.8 31

485 ’pasticFparaplegiaFgeneF7FinFpatientsFwithFspasticityFandUorFopticFneuropathyTFBrainRF2012RFWY[RFXbaVSbY 11.2 128

484 looperativeFgenomeSwideFanalysisFshowsFincreasedFhomozygosityFinFearlyFonsetFyarkinsonMsF
diseaseTFPLoSaONERF2012RF7RFeXa7a7 3.7 18

483 ~equirementFforFzebrafishFataxinS7FinFdifferentiationFofFphotoreceptorsFandFcerebellarFneuronsTF
PLoSaONERF2012RF7RFe[V7V[ 3.7 24

482 jutosomalFdominantFcerebellarFataxiasTFRevueaNeurologiqueRF2011RFW]7RFYa[SZVV 3 12

481 lellularFdistributionFandFsubcellularFlocalizationFofFspatacsinFandFspastizinRFtwoFproteinsFinvolvedFinF
hereditaryFspasticFparaplegiaTFMolecularaandaCellularaNeurosciencesRF2011RFZ7RFWbWSXVX 4.8 64

480 peneticFcharacteristicsFofFleucineSrichFrepeatFkinaseFXFNu~~tXOFassociatedFyarkinsonMsFdiseaseTF
ParkinsonismaandaRelatedaDisordersRF2011RFW7RF[VWSa 3.6 75

479 woFreplicationFofFgeneticFassociationFbetweenFcandidateFpolymorphismsFandFjlzheimerMsFdiseaseTF
NeurobiologyaofaAgingRF2011RFYXRFWZZYS[W 5.6 52

478 jFlargeSscaleFgeneticFassociationFstudyFtoFevaluateFtheFcontributionFofFxmiUqtrjXFNyj~tWYOFtoF
yarkinsonMsFdiseaseTFNeurobiologyaofaAgingRF2011RFYXRF[ZaTebSWa 5.6 46

477 ’creeningFofFxy–wFinForenchFfamilialFamyotrophicFlateralFsclerosisTFNeurobiologyaofaAgingRF2011RFYXRF[[7TeWWSY5.6 54

476 ~oleFofFsepiapterinFreductaseFgeneFatFtheFyj~tYFlocusFinFyarkinsonMsFdiseaseTFNeurobiologyaofa
AgingRF2011RFYXRFXWVaTeWS[ 5.6 15

475 llinicalFandFgeneticFanalysisFofFXbFkrazilianFpatientsFwithFquntingtonMsFdiseaseSlikeFphenotypeTF
ArquivosaDeaNeuronPsiquiatriaRF2011RF]bRFZWbSXY 1.6 8

474 ’ljW[FdueFtoFlargeFr–y~WFdeletionsFinFaFcohortFofFYYYFwhiteFfamiliesFwithFdominantFataxiaTFArchivesa
ofaNeurologyRF2011RF]aRF]Y7SZY 54

473 u~~tXFmutationsFareFuncommonFinF–urkeyTFEuropeanaJournalaofaNeurologyRF2011RFWaRFeWY7 6 4

472 lommonFvariantsFatFjklj7RFv’Zj]jUv’ZjZnRFnyqjWRFlmYYFandFlmXjyFareFassociatedFwithF
jlzheimerMsFdiseaseTFNatureaGeneticsRF2011RFZYRFZXbSY[ 36.3 1421

471 jmyloidFprecursorSlikeFproteinFXFcleavageFcontributesFtoFneuronalFintranuclearFinclusionsFandF
cytotoxicityFinFspinocerebellarFataxiaS7FN’lj7OTFNeurobiologyaofaDiseaseRF2011RFZWRFYYSZX 7.5 3

470 jssociationFofFu~~tXFexonicFvariantsFwithFsusceptibilityFtoFyarkinsonMsFdiseasecFaFcaseScontrolF
studyTFLancetaNeurologymaTheRF2011RFWVRFabaSbVa 24.1 237

469 rmputationFofFsequenceFvariantsFforFidentificationFofFgeneticFrisksFforFyarkinsonMsFdiseasecFaF
metaSanalysisFofFgenomeSwideFassociationFstudiesTFLancetmaTheRF2011RFY77RF]ZWSb 40 733
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468 çhatFgeneticsFtellsFusFaboutFtheFcausesFandFmechanismsFofFyarkinsonMsFdiseaseTFPhysiologicala
ReviewsRF2011RFbWRFWW]WSXWa 47.9 422

467 ’creeningFofFtheF–qjyWFgeneFinFpatientsFwithFearlySonsetFdystoniacFmyoclonicFjerksFareFpartFofFtheF
dystoniaF]FphenotypeTFNeurogeneticsRF2011RFWXRFa7Sb 3 27

466 orontoStemporalFlobarFdegenerationcFneuropathologyFinF]VFcasesTFJournalaofaNeuralaTransmissionRF
2011RFWWaRF7[YS]Z 4.3 9

465 zuantitativeFassessmentFofFtheFevolutionFofFcerebellarFsignsFinFspinocerebellarFataxiasTFMovementa
DisordersRF2011RFX]RF[YZSa 7 17

464 yantothenateFkinaseSassociatedFneurodegenerationcFclinicalFdescriptionFofFWVFpatientsFandF
identificationFofFnewFmutationsTFMovementaDisordersRF2011RFX]RFW777Sb 7 6

463 ~nnyWFmutationsFinF’ypYWcFfrequencyRFmutationalFspectrumRFandFpotentialFassociationFwithF
mitochondrialFmorphoSfunctionalFdysfunctionTFHumanaMutationRF2011RFYXRFWWWaSX7 4.7 68

462 qeterozygousFxyjWFmutationsFinFkehrFsyndromeTFBrainRF2011RFWYZRFeW]bdFauthorFreplyFeW7V 11.2 28

461  nlockingFtheFgeneticsFofFparoxysmalFkinesigenicFdyskinesiaTFBrainRF2011RFWYZRFYZYWSZ 11.2 6

460 vutationsFinFtheFglucocerebrosidaseFgeneFconferFaFriskFforFyarkinsonFdiseaseFinFworthFjfricaTF
NeurologyRF2011RF7]RFYVWSY 6.5 29

459 uargeSscaleFscreeningFofFtheFpaucherMsFdiseaseSrelatedFglucocerebrosidaseFgeneFinFnuropeansFwithF
yarkinsonMsFdiseaseTFHumanaMolecularaGeneticsRF2011RFXVRFXVXSWV 5.6 206

458 yentanucleotideFrepeatsFatFtheFspinocerebellarFataxiaFtypeFYWFN’ljYWOFlocusFinFlaucasiansTF
NeurologyRF2011RF77RFWa[YS[ 6.5 37

457 penomeSwideFassociationFstudyFconfirmsFk’–WFandFsuggestsFaFlocusFonFWXqXZFasFtheFriskFlociFforF
yarkinsonMsFdiseaseFinFtheFnuropeanFpopulationTFHumanaMolecularaGeneticsRF2011RFXVRF]W[SX7 5.6 139

456 jFtwoSstageFmetaSanalysisFidentifiesFseveralFnewFlociFforFyarkinsonMsFdiseaseTFPLoSaGeneticsRF2011RF
7RFeWVVXWZX 6 209

455 jFnovelFmllFmutationFandFgeneticFheterogeneityFinFcongenitalFmirrorFmovementsTFNeurologyRF2011
RF7]RFX]VSZ 6.5 62

454 jFtotalFofFXXVFpatientsFwithFautosomalFdominantFspasticFparaplegiaFdoFnotFdisplayFmutationsFinFtheF
’ulYYjWFgeneFN’ypZXOTFEuropeanaJournalaofaHumanaGeneticsRF2010RFWaRFWV][S7 5.3 25

453 uearningFfromFgeneticFformsFofFneurodegenerationTFNatureaMedicineRF2010RFW]RFWY7W 50.5

452 ’ vxylationFattenuatesFtheFaggregationFpropensityFandFcellularFtoxicityFofFtheFpolyglutamineF
expandedFataxinS7TFHumanaMolecularaGeneticsRF2010RFWbRFWaWSb[ 5.6 69

451 ’xmWRFjwpRFVjykRF–j~mkyRFandFo ’FmutationsFinFfamilialFamyotrophicFlateralFsclerosiscF
genotypeSphenotypeFcorrelationsTFJournalaofaMedicalaGeneticsRF2010RFZ7RF[[ZS]V 5.8 226
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450 jFgenomeSscaleFmwjFrepairF~wjiFscreenFidentifiesF’ypZaFasFaFnovelFgeneFassociatedFwithF
hereditaryFspasticFparaplegiaTFPLoSaBiologyRF2010RFaRFeWVVVZVa 9.7 133

449 yarkinsonMsFdiseaseSrelatedFu~~tXFpXVWb’FmutationFresultsFfromFindependentFmutationalFeventsF
inFhumansTFHumanaMolecularaGeneticsRF2010RFWbRFWbbaSXVVZ 5.6 38

448 uowFdiseaseFriskFinFrelativesFofFnorthFafricanFlrrkXFyarkinsonFdiseaseFpatientsTFNeurologyRF2010RF7[RFWWWaSb6.5 19

447
jssessingFtheFprevalenceFofFyrwtWFgeneticFvariantsFinF’outhFjfricanFpatientsFdiagnosedFwithFearlySF
andFlateSonsetFyarkinsonMsFdiseaseTFBiochemicalaandaBiophysicalaResearchaCommunicationsRF2010RF
YbaRFWX[Sb

3.4 11

446 u~~tXFpXVWb’FmutationFinFyarkinsonMsFdiseasecFaFneuropsychologicalFandFneuropsychiatricFstudyFinF
aFlargeFjlgerianFcohortTFParkinsonismaandaRelatedaDisordersRF2010RFW]RF]7]Sb 3.6 53

445 oollowSupFstudyFofFtheFprpéoXFgeneFinForenchFfamiliesFwithFyarkinsonMsFdiseaseTFNeurobiologyaofa
AgingRF2010RFYWRFWV]bS7WdFdiscussionFWV7XSZ 5.6 8

444
zuestioningFonFtheFroleFofFmFaminoFacidFoxidaseFinFfamilialFamyotrophicFlateralFsclerosisTF
ProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaRF2010RFWV7RFnWV7dF
authorFreplyFnWVa

11.5 14

443 ’pinocerebellarFataxiaFtypeFWWFN’ljWWOFisFanFuncommonFcauseFofFdominantFataxiaFamongForenchF
andFpermanFkindredsTFJournalaofaNeurologymaNeurosurgeryaandaPsychiatryRF2010RFaWRFWXXbSYX 5.5 37

442
wonSreplicationFofFassociationFforFsixFpolymorphismsFfromFmetaSanalysisFofFgenomeSwideF
associationFstudiesFofFyarkinsonMsFdiseasecFlargeSscaleFcollaborativeFstudyTFAmericanaJournalaofa
MedicalaGeneticsaPartaB:aNeuropsychiatricaGeneticsRF2010RFW[YkRFXXVSa

3.5 10

441
ueucineSrichFrepeatFkinaseFXFisFassociatedFwithFtheFendoplasmicFreticulumFinFdopaminergicFneuronsF
andFaccumulatesFinFtheFcoreFofFuewyFbodiesFinFyarkinsonFdiseaseTFJournalaofaNeuropathologyaanda
ExperimentalaNeurologyRF2010RF]bRFb[bS7X

3.1 57

440 lV]F–heF˛†ScateninFrepressorFp’tSY˛†FisFaFmodifierFofFageFatFonsetFinFquntingtonMsFdiseaseTFJournalaofa
NeurologymaNeurosurgeryaandaPsychiatryRF2010RFaWRFjW7TYSjWa 5.5

439 rmplicationFofFtheFimmuneFsystemFinFjlzheimerMsFdiseasecFevidenceFfromFgenomeSwideFpathwayF
analysisTFJournalaofaAlzheimerhsaDiseaseRF2010RFXVRFWWV7SWa 4.3 109

438 ’ystematicFanalysisFofFcandidateFgenesFforFjlzheimerMsFdiseaseFinFaForenchRFgenomeSwideF
associationFstudyTFJournalaofaAlzheimerhsaDiseaseRF2010RFXVRFWWaWSa 4.3 54

437 vechanismsFofFgenomicFinstabilitiesFunderlyingFtwoFcommonFfragileSsiteSassociatedFlociRFyj~tXF
andFmvmRFinFgermFcellFandFcancerFcellFlinesTFAmericanaJournalaofaHumanaGeneticsRF2010RFa7RF7[Sab 11 71

436
–argetedFnextSgenerationFsequencingFofFaFWXT[FvbFhomozygousFregionFrevealsFjwxWVFmutationsF
inFpatientsFwithFautosomalSrecessiveFcerebellarFataxiaTFAmericanaJournalaofaHumanaGeneticsRF2010RF
a7RFaWYSb

11 98

435 lqvyXkFmutationsFareFrareFinForenchFfamiliesFwithFfrontotemporalFlobarFdegenerationTFJournalaofa
NeurologyRF2010RFX[7RFXVYXS] 5.5 19

434 nvidenceFagainstFhaploinsuffiencyFofFhumanFataxinFWVFasFaFcauseFofFspinocerebellarFataxiaFtypeFWVTF
NeurogeneticsRF2010RFWWRFX7YSZ 3 12

433
jFnewFlocusFN’ypZ]OFmapsFtoFbpXWTXSqXWTWXFinFaF–unisianFfamilyFwithFaFcomplicatedFautosomalF
recessiveFhereditaryFspasticFparaplegiaFwithFmentalFimpairmentFandFthinFcorpusFcallosumTF
NeurogeneticsRF2010RFWWRFZZWSa

3 38
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432 u~~tXFpXVWb’FmutationcFfrequencyFandFhaplotypeFdataFinF’outhFjfricanFyarkinsonMsFdiseaseF
patientsTFJournalaofaNeuralaTransmissionRF2010RFWW7RFaZ7S[Y 4.3 23

431 tlwlYcFphenotypeRFmutationsRFchannelFbiophysicsSaFstudyFofFX]VFfamilialFataxiaFpatientsTFHumana
MutationRF2010RFYWRFWbWS] 4.7 70

430 vissenseFmutationsFinFtheFjopYuXFproteolyticFdomainFaccountFforF~WT[KFofFnuropeanFautosomalF
dominantFcerebellarFataxiasTFHumanaMutationRF2010RFYWRFWWW7SXZ 4.7 69

429 ’lj7RF’pinocerebellarFjtaxiaFwithFvacularFmystrophyF2010RF7[S7a 1

428 kiotinSresponsiveFbasalFgangliaFdiseaseFinFethnicFnuropeansFwithFnovelF’ulWbjYFmutationsTF
ArchivesaofaNeurologyRF2010RF]7RFWX]SYV 82

427 o ’FmutationsFinFfrontotemporalFlobarFdegenerationFwithFamyotrophicFlateralFsclerosisTFJournalaofa
AlzheimerhsaDiseaseRF2010RFXXRF7][Sb 4.3 70

426 peneticFvariantsFofFtheFalphaSsynucleinFgeneF’wljFareFassociatedFwithFmultipleFsystemFatrophyTF
PLoSaONERF2009RFZRFe7WWZ 3.7 130

425 ’ny–bFgeneFsequencingFanalysisFrevealsFrecurrentFmutationsFinFhereditaryFneuralgicFamyotrophyTF
NeurologyRF2009RF7XRFW7[[Sb 6.5 38

424 ’ypW[FisFtheFsecondFmostFcommonFcauseFofFhereditaryFspasticFparaplegiaFwithFthinFcorpusF
callosumTFNeurologyRF2009RF7YRFWWWWSb 6.5 75

423 jFmultidisciplinaryFstudyFofFpatientsFwithFearlySonsetFymFwithFandFwithoutFparkinFmutationsTF
NeurologyRF2009RF7XRFWWVS] 6.5 83

422 jFmultitracerFdopaminergicFyn–FstudyFofFyoungSonsetFparkinsonianFpatientsFwithFandFwithoutF
parkinFgeneFmutationsTFJournalaofaNuclearaMedicineRF2009RF[VRFWXZZS[V 8.9 31

421 lerebellarFataxiaFwithFelevatedFcerebrospinalFfreeFsialicFacidFNljo’jOTFBrainRF2009RFWYXRFaVWSb 11.2 34

420 lhromosomeFbpSlinkedFfamiliesFwithFfrontotemporalFdementiaFassociatedFwithFmotorFneuronF
diseaseTFNeurologyRF2009RF7XRFW]]bS7] 6.5 82

419 ’poradicFinfantileFepilepticFencephalopathyFcausedFbyFmutationsFinFylmqWbFresemblesFmravetF
syndromeFbutFmainlyFaffectsFfemalesTFPLoSaGeneticsRF2009RF[RFeWVVVYaW 6 232

418 jtaxiaFwithFoculomotorFapraxiaFtypeFXcFclinicalRFbiologicalFandFgenotypeUphenotypeFcorrelationF
studyFofFaFcohortFofFbVFpatientsTFBrainRF2009RFWYXRFX]aaSba 11.2 173

417 léy7kWFmutationsFinFpureFandFcomplexFformsFofFhereditaryFspasticFparaplegiaFtypeF[TFBrainRF2009RF
WYXRFW[abS]VV 11.2 93

416 –j~mkyFmutationsFinFmotoneuronFdiseaseFwithFfrontotemporalFlobarFdegenerationTFAnnalsaofa
NeurologyRF2009RF][RFZ7VSY 9.4 240

415 lomplicatedFformsFofFautosomalFdominantFhereditaryFspasticFparaplegiaFareFfrequentFinF’ypWVTF
HumanaMutationRF2009RFYVRFnY7]Sa[ 4.7 100

(2009-2010)

23



414 ’creeningFofFj~q’yS–llFpatientsFexpandsFtheFspectrumFofF’ypWWFmutationsFandFincludesFaFlargeF
scaleFgeneFdeletionTFHumanaMutationRF2009RFYVRFn[VVSWb 4.7 49

413 yartialFdeletionFofFtheFvjy–FgenecFaFnovelFmechanismFofFo–mySW7TFHumanaMutationRF2009RFYVRFn[bWS]VX4.7 32

412 ~eplycF nilateralFpallidotomyFinFaFpatientFwithFparkinsonismFandFpXVWb’Fu~~tXFmutationTF
MovementaDisordersRF2009RFXZRF7bXS7bX 7

411 –heFpTjspXW]qisF–x~WjFalleleFeffectFisFnotFfoundFinFtheForenchFpopulationTFMovementaDisordersRF
2009RFXZRFbWbSXW 7 13

410 rnfantileFhypokineticShypotonicFsyndromeFdueFtoFtwoFnovelFmutationsFofFtheFtyrosineFhydroxylaseF
geneTFMovementaDisordersRF2009RFXZRFbZYS[ 7 4

409 oromFgenesFtoFproteinsFinFmendelianFyarkinsonMsFdiseasecFanFoverviewTFAnatomicalaRecordRF2009RF
XbXRFWabYSbVW 2.1 7

408 jFu~~tXFpXVWb’FmutationFcarrierFfromF–urkeyFsharesFtheFsapaneseFhaplotypeTFNeurogeneticsRF2009RF
WVRFX7WSY 3 13

407 jFnewFcomplexFhomozygousFlargeFrearrangementFofFtheFyrwtWFgeneFinFaF’udaneseFfamilyFwithF
earlyFonsetFyarkinsonMsFdiseaseTFNeurogeneticsRF2009RFWVRFX][S7V 3 17

406 ’ypWWFspasticFparaplegiaTFjFnewFcauseFofFjuvenileFparkinsonismTFJournalaofaNeurologyRF2009RFX[]RFWVZSa 5.5 84

405 mopamineFreceptorFmYFgeneFandFessentialFtremorFinFlargeFseriesFofFpermanRFmanishFandForenchF
patientsTFEuropeanaJournalaofaHumanaGeneticsRF2009RFW7RF7]]S7Y 5.3 26

404 –ranscriptionalFrepressionFofFp[YFbyFparkinFandFimpairmentFbyFmutationsFassociatedFwithF
autosomalFrecessiveFjuvenileFyarkinsonMsFdiseaseTFNatureaCellaBiologyRF2009RFWWRFWY7VS[ 23.4 147

403 –unisianFhereditaryFspasticFparaplegiascFclinicalFvariabilityFsupportedFbyFgeneticFheterogeneityTF
ClinicalaGeneticsRF2009RF7[RF[X7SY] 4 44

402
jtlastinSWRFtheFdynaminSlikeFp–yaseFresponsibleFforFspasticFparaplegiaF’ypYjRFremodelsFlipidF
membranesFandFmayFformFtubulesFandFvesiclesFinFtheFendoplasmicFreticulumTFJournalaofa
NeurochemistryRF2009RFWWVRFW]V7SW]

6 27

401 vulticenterFanalysisFofFglucocerebrosidaseFmutationsFinFyarkinsonMsFdiseaseTFNewaEnglandaJournala
ofaMedicineRF2009RFY]WRFW][WS]W 59.2 1351

400 volecularFanalysesFofFtheFu~~tXFgeneFinFnuropeanFandFworthFjfricanFautosomalFdominantF
yarkinsonMsFdiseaseTFJournalaofaMedicalaGeneticsRF2009RFZ]RFZ[aS]Z 5.8 44

399 yarkinFprotectsFdopaminergicFneuronsFfromFexcessiveFçntUbetaScateninFsignalingTFBiochemicalaanda
BiophysicalaResearchaCommunicationsRF2009RFYaaRFZ7YSa 3.4 74

398 jFclinicalRFneuropsychologicalFandFolfactoryFevaluationFofFaFlargeFfamilyFwithFu~~tXFmutationsTF
ParkinsonismaandaRelatedaDisordersRF2009RFW[RFX7YS] 3.6 25

397 ’creeningFforFgenomicFrearrangementsFandFmethylationFabnormalitiesFofFtheFW[qWWSqWYFregionFinF
autismFspectrumFdisordersTFBiologicalaPsychiatryRF2009RF]]RFYZbS[b 7.9 113

AlexisxBrice

24



396
’pasticFparaplegiaFwithFthinningFofFtheFcorpusFcallosumFandFwhiteFmatterFabnormalitiescFfurtherF
mutationsFandFrelativeFfrequencyFinFαoéVnX]U’ypW[FinFtheFrtalianFpopulationTFJournalaofathea
NeurologicalaSciencesRF2009RFX77RFXXS[

3.2 14

395 weurodegenerationFinFyarkinsonMsFdiseasecFgeneticsFenlightensFphysiopathologyTFJournalaofaNeurala
TransmissionaSupplementumRF2009RFXW[SXW 2

394 nxhaustiveFanalysisFofFkqZFandFdopamineFbiosynthesisFgenesFinFpatientsFwithFmopaSresponsiveF
dystoniaTFBrainRF2009RFWYXRFW7[YS]Y 11.2 106

393 yarkinsonMsFdiseasecFfromFmonogenicFformsFtoFgeneticFsusceptibilityFfactorsTFHumanaMoleculara
GeneticsRF2009RFWaRF~ZaS[b 5.6 668

392 jlphaSsynucleinFgeneFrearrangementsFinFdominantlyFinheritedFparkinsonismcFfrequencyRFphenotypeRF
andFmechanismsTFArchivesaofaNeurologyRF2009RF]]RFWVXSa 115

391 yarkinFdeficiencyFdelaysFmotorFdeclineFandFdiseaseFmanifestationFinFaFmouseFmodelFofF
synucleinopathyTFPLoSaONERF2009RFZRFe]]Xb 3.7 33

390 ventalFdeficiencyFinFthreeFfamiliesFwithF’ypZFspasticFparaplegiaTFEuropeanaJournalaofaHumana
GeneticsRF2008RFW]RFb7SWVZ 5.3 29

389 yarkinFoccursFinFaFstableRFnonScovalentRFapproximatelyFWWVSkmaFcomplexFinFbrainTFEuropeanaJournala
ofaNeuroscienceRF2008RFX7RFXaZSbY 3.5 12

388 jssociationFstudyFofFtheFpjkXFgeneFwithFtheFriskFofFdevelopingFjlzheimerMsFdiseaseTFNeurobiologya
ofaDiseaseRF2008RFYVRFWVYS] 7.5 31

387 meletionFofFtheFprogranulinFgeneFinFpatientsFwithFfrontotemporalFlobarFdegenerationForFyarkinsonF
diseaseTFNeurobiologyaofaDiseaseRF2008RFYWRFZWS[ 7.5 50

386 orontalFjssessmentFkatteryFisFaFmarkerFofFdorsolateralFandFmedialFfrontalFfunctionscFjF’ynl–FstudyF
inFfrontotemporalFdementiaTFJournalaofatheaNeurologicalaSciencesRF2008RFX7YRFaZS7 3.2 65

385 vutationsFinFtheFprpéoXFN–w~lW[OFgeneFatFtheFyj~tWWFlocusFinFfamilialFyarkinsonFdiseaseTF
AmericanaJournalaofaHumanaGeneticsRF2008RFaXRFaXXSYY 11 135

384
rdentificationFofFtheF’ypW[FgeneRFencodingFspastizinRFasFaFfrequentFcauseFofFcomplicatedF
autosomalSrecessiveFspasticFparaplegiaRFincludingFtjellinFsyndromeTFAmericanaJournalaofaHumana
GeneticsRF2008RFaXRFbbXSWVVX

11 167

383 rsFtheFcommonFu~~tXFpXVWb’FmutationFrelatedFtoFdyskinesiasFinFworthFjfricanFyarkinsonFdiseasehTF
NeurologyRF2008RF7WRFW[[VSX 6.5 37

382 lompositeFcerebellarFfunctionalFseverityFscorecFvalidationFofFaFquantitativeFscoreFofFcerebellarF
impairmentTFBrainRF2008RFWYWRFWY[XS]W 11.2 68

381 vyoclonusSdystoniacFclinicalFandFelectrophysiologicFpatternFrelatedFtoF’plnFmutationsTFNeurologyRF
2008RF7VRFWVWVS] 6.5 94

380 vutationsFinF’ypWWFareFfrequentFinFautosomalFrecessiveFspasticFparaplegiaFwithFthinFcorpusF
callosumRFcognitiveFdeclineFandFlowerFmotorFneuronFdegenerationTFBrainRF2008RFWYWRF77XSaZ 11.2 170

379 ~ecFjlphaSsynucleinFgeneFduplicationFisFpresentFinFsporadicFyarkinsonFdiseaseTFNeurologyRF2008RF7WRF
WXb[dFauthorFreplyFWXb[ 6.5 26
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378 yhenotypeFvariabilityFinFprogranulinFmutationFcarrierscFaFclinicalRFneuropsychologicalRFimagingFandF
geneticFstudyTFBrainRF2008RFWYWRF7YXSZ] 11.2 275

377 qereditaryFspasticFparaplegiaFwithFmentalFimpairmentFandFthinFcorpusFcallosumFinF–unisiacF’ypWWRF
’ypW[RFandFfurtherFgeneticFheterogeneityTFArchivesaofaNeurologyRF2008RF][RFYbYSZVX 42

376 ~areFheterozygousFparkinFvariantsFinForenchFearlySonsetFyarkinsonFdiseaseFpatientsFandFcontrolsTF
JournalaofaMedicalaGeneticsRF2008RFZ[RFZYS] 5.8 52

375 ~ecentFadvancesFinFtheFgeneticsFofFspasticFparaplegiasTFCurrentaNeurologyaandaNeuroscienceaReportsRF
2008RFaRFWbaSXWV 6.6 56

374 ’pinocerebellarFataxiaFW7FN’ljW7OFandFquntingtonMsFdiseaseSlikeFZFNqmuZOTFCerebellumRF2008RF7RFW7VSa 4.3 77

373 rsFtheFearlySonsetFtorsionFdystoniaFNnx–mOFlinkedFtoF–x~WjFgeneFasFfrequentFasFexpectedFinF
orancehTFNeurogeneticsRF2008RFbRFWZYS[V 3 8

372 ’pasticFparaplegiaFW[cFlinkageFandFclinicalFdescriptionFofFthreeF–unisianFfamiliesTFMovementa
DisordersRF2008RFXYRFZXbSYY 7 15

371 jreFparkinFpatientsFparticularlyFsuitedFforFdeepSbrainFstimulationhTFMovementaDisordersRF2008RFXYRF7ZVSY 7 25

370 quntingtonMsFdiseaseSlikeFXFinFkrazilSSreportFofFZFpatientsTFMovementaDisordersRF2008RFXYRFXXZZS7 7 22

369 –heFy’ySassociatedFvjy–FqWFsubhaplotypeFinFpuadeloupeanFatypicalFparkinsonismTFMovementa
DisordersRF2008RFXYRFXYaZSbW 7 7

368 yhenotypeRFgenotypeRFandFworldwideFgeneticFpenetranceFofFu~~tXSassociatedFyarkinsonMsFdiseasecF
aFcaseScontrolFstudyTFLancetaNeurologymaTheRF2008RF7RF[aYSbV 24.1 1075

367 ’ypWWSStheFmostFcommonFtypeFofFrecessiveFspasticFparaplegiaFinFworwayhTFActaaNeurologicaa
ScandinavicaRF2008RFWaaRFZ]S[V 3.8 11

366 peneFsymbolcFyj~tXTFmiseasecFyarkinsonismRFjuvenileRFautosomalFrecessiveTFHumanaGeneticsRF2008RF
WXYRFWWZ 6.3 4

365 ’pinocerebellarFataxiaFW7FN’ljW7OFandFquntingtonMsFdiseaseSlikeFZFNqmuZOTFCerebellumRF2008RF7RFWSb 4.3

364 xfFyarkinFandFyarkinsonMscFlightFandFdarkFsidesFofFaFmultifacetedFnYFubiquitinâ��proteinFligaseTFDruga
DiscoveryaTodayaDiseaseaMechanismsRF2007RFZRFWXWSWX7 9

363 ’pasticFparaplegiaF[cFuocusFrefinementRFcandidateFgeneFanalysisFandFclinicalFdescriptionTFAmericana
JournalaofaMedicalaGeneticsaPartaB:aNeuropsychiatricaGeneticsRF2007RFWZZkRFa[ZS]W 3.5 13

362 meletionFofFtheFparkinFandFyjl~pFgeneFpromoterFinFearlySonsetFparkinsonismTFHumanaMutationRF
2007RFXaRFX7SYX 4.7 46

361 yrogranulinFnullFmutationsFinFbothFsporadicFandFfamilialFfrontotemporalFdementiaTFHumanaMutation
RF2007RFXaRFaZ]S[[ 4.7 143
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360 vutationsFotherFthanFnullFmutationsFproducingFaFpathogenicFlossFofFprogranulinFinFfrontotemporalF
dementiaTFHumanaMutationRF2007RFXaRFZW] 4.7 91

359 ’ubthalamicFnucleusFstimulationFisFefficaciousFinFpatientsFwithFyarkinsonismFandFu~~tXFmutationsTF
MovementaDisordersRF2007RFXXRFWWbSXX 7 33

358 –heFNSW]lFgF–OFsubstitutionFinFtheFyuntqpZFgeneFisFnotFpresentFamongFnuropeanFjmljFpatientsTF
MovementaDisordersRF2007RFXXRF7[XSY 7 2

357 lonstructionFandFvalidationFofFaFyarkinsonMsFdiseaseFmutationFgenotypingFarrayFforFtheFyarkinF
geneTFMovementaDisordersRF2007RFXXRFbYXS7 7 14

356 vutationsFinF’ypWWRFencodingFspatacsinRFareFaFmajorFcauseFofFspasticFparaplegiaFwithFthinFcorpusF
callosumTFNatureaGeneticsRF2007RFYbRFY]]S7X 36.3 268

355 llinicalFandFgeneticFfeaturesFofFfamiliesFwithFfrontotemporalFdementiaFandFparkinsonismFlinkedFtoF
chromosomeFW7FwithFaFyYVW’FtauFmutationTFJournalaofaNeuralaTransmissionRF2007RFWWZRFbZ7S[V 4.3 27

354 jFnovelFlocusFforFautosomalFrecessiveFspasticFataxiaFonFchromosomeFW7pTFHumanaGeneticsRF2007RF
WXWRFZWYSXV 6.3 24

353 jFnovelFlocusFforFautosomalFdominantFHuncomplicatedHFhereditaryFspasticFparaplegiaFmapsFtoF
chromosomeFapXWTWSqWYTYTFHumanaGeneticsRF2007RFWXXRFX]WS7Y 6.3 23

352 kiologicalFeffectsFofFtheFyrwtWFcTWY]]lg–FmutationcFimplicationsFinFyarkinsonFdiseaseF
pathogenesisTFNeurogeneticsRF2007RFaRFWVYSb 3 30

351 wryjWFN’yp]OFmutationsFareFaFrareFcauseFofFautosomalFdominantFspasticFparaplegiaFinFnuropeTF
NeurogeneticsRF2007RFaRFW[[S7 3 20

350 jFdeFnovoF’yj’–FmutationFleadingFtoFsomaticFmosaicismFisFassociatedFwithFaFlaterFageFatFonsetFinF
q’yTFNeurogeneticsRF2007RFaRFXYWSY 3 21

349 ~efinementFofFtheF’ypW[FcandidateFintervalFandFphenotypicFheterogeneityFinFthreeFlargeFjrabF
familiesTFNeurogeneticsRF2007RFaRFYV7SW[ 3 14

348 jreFinterruptedF’ljXFljpFrepeatFexpansionsFresponsibleFforFparkinsonismhTFNeurologyRF2007RF]bRFWb7VS[6.5 135

347 vuscleFcoenzymeFzWVFdeficienciesFinFataxiaFwithFoculomotorFapraxiaFWTFNeurologyRF2007RF]aRFXb[S7 6.5 63

346 VariationsFinFtheFjyyFgeneFpromoterFregionFandFriskFofFjlzheimerFdiseaseTFNeurologyRF2007RF]aRF]aZS7 6.5 48

345 yarkinSmediatedFmonoubiquitinationFofFtheFymαFproteinFyrltWFregulatesFtheFactivityFofF
acidSsensingFionFchannelsTFMolecularaBiologyaofatheaCellRF2007RFWaRFYWV[SWa 3.5 106

344 orequencyFofFtheFu~~tXFpXVWb’FmutationFinFsiblingsFwithFyarkinsonMsFdiseaseTFNeurodegenerativea
DiseasesRF2007RFZRFWb[Sa 2.3 11

343 llinicalFandFneuropathologicFstudyFofFaForenchFfamilyFwithFaFmutationFinFtheFneuroserpinFgeneTF
NeurologyRF2007RF]bRF7bSaY 6.5 24

(2007-2007)

27



342 ysychiatricFandFcognitiveFdifficultiesFasFindicatorsFofFjuvenileFhuntingtonFdiseaseFonsetFinFXbF
patientsTFArchivesaofaNeurologyRF2007RF]ZRFaWYSb 97

341 krainFspectFperfusionFofFfrontotemporalFdementiaFassociatedFwithFmotorFneuronFdiseaseTF
NeurologyRF2007RF]bRFZaaSbV 6.5 16

340 u~~tXFexonFZWFmutationsFinFsporadicFyarkinsonFdiseaseFinFnuropeansTFArchivesaofaNeurologyRF2007RF
]ZRFZX[SYV 43

339 jFconditionalFpanSneuronalFmrosophilaFmodelFofFspinocerebellarFataxiaF7FwithFaFreversibleFadultF
phenotypeFsuitableFforFidentifyingFmodifierFgenesTFJournalaofaNeuroscienceRF2007RFX7RFXZaYSbX 6.6 64

338 jsianForiginFforFtheFworldwideSspreadFmutationalFeventFinFvachadoSsosephFdiseaseTFArchivesaofa
NeurologyRF2007RF]ZRFW[VXSa 50

337 jnotherFmutationFinFcysteineFWYWFinFproteinFkinaseFlFgammaFasFaFcauseFofFspinocerebellarFataxiaF
typeFWZTFArchivesaofaNeurologyRF2007RF]ZRFbWYSZ 11

336 jutismRFlanguageFdelayFandFmentalFretardationFinFaFpatientFwithF7qWWFduplicationTFJournalaofa
MedicalaGeneticsRF2007RFZZRFZ[XSa 5.8 59

335 jFnewFlocusFforFautosomalFrecessiveFspasticFparaplegiaFN’ypYXOFonFchromosomeFWZqWXSqXWTF
NeurologyRF2007RF]aRFWaY7SZV 6.5 23

334 lhapterFZFllinicalFandFpeneticFjspectsFofF’pinocerebellarFjtaxiasFwithFnmphasisFonFyolyglutamineF
nxpansionsTFBlueaBooksaofaNeurologyRF2007RFWWYSWZZ 1

333 lhapterFWZF’ypZRFtheFvostForequentFqereditaryF’pasticFyaraplegiacFllinicalFandFpeneticFjspectsTF
BlueaBooksaofaNeurologyRF2007RFYWRFXb]SYV7 1

332 qereditaryFspasticFparaplegiascFanFupdateTFCurrentaOpinionainaNeurologyRF2007RFXVRF]7ZSaV 7.1 147

331 weurologicalRFcardiologicalRFandFoculomotorFprogressionFinFWVZFpatientsFwithForiedreichFataxiaF
duringFlongStermFfollowSupTFArchivesaofaNeurologyRF2007RF]ZRF[[aS]Z 95

330 yarkinFisFanFnYFubiquitinSligaseFforFnormalFandFmutantFataxinSXFandFpreventsFataxinSXSinducedFcellF
deathTFExperimentalaNeurologyRF2007RFXVYRF[YWSZW 5.7 34

329 vutationsFinFtheF’ypYjFgeneFencodingFtheFp–yaseFatlastinFinterfereFwithFvesicleFtraffickingFinFtheF
n~UpolgiFinterfaceFandFpolgiFmorphogenesisTFMolecularaandaCellularaNeurosciencesRF2007RFY[RFWSWY 4.8 55

328 nxonFdeletionsFofF’ypZFareFaFfrequentFcauseFofFhereditaryFspasticFparaplegiaTFJournalaofaMedicala
GeneticsRF2007RFZZRFXaWSZ 5.8 85

327 jFgeneticFclusterFofFearlyFonsetFyarkinsonMsFdiseaseFinFaFlolombianFpopulationTFAmericanaJournalaofa
MedicalaGeneticsaPartaB:aNeuropsychiatricaGeneticsRF2006RFWZWkRFaa[Sb 3.5 17

326 llinicalFfeaturesFofFyarkinsonFdiseaseFpatientsFwithFhomozygousFleucineSrichFrepeatFkinaseFXF
pXVWb’FmutationsTFArchivesaofaNeurologyRF2006RF]YRFWX[VSZ 75

325 vutationalFanalysisFofFtheFyrwtWFgeneFinFearlySonsetFparkinsonismFinFnuropeFandFworthFjfricaTFBrain
RF2006RFWXbRF]a]SbZ 11.2 129
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324 jutosomalFrecessiveFspasticFparaplegiaFN’ypYVOFwithFmildFataxiaFandFsensoryFneuropathyFmapsFtoF
chromosomeFXqY7TYTFBrainRF2006RFWXbRFWZ[]S]X 11.2 59

323 memographicRFneurologicalFandFbehaviouralFcharacteristicsFandFbrainFperfusionF’ynl–FinFfrontalF
variantFofFfrontotemporalFdementiaTFBrainRF2006RFWXbRFYV[WS][ 11.2 132

322 suvenileSonsetFyarkinsonismFasFaFresultFofFtheFfirstFmutationFinFtheFadenosineFtriphosphateF
orientationFdomainFofFyrwtWTFArchivesaofaNeurologyRF2006RF]YRFWX[7S]W 36

321 yredominantFdystoniaFwithFmarkedFcerebellarFatrophycFaFrareFphenotypeFinFfamilialFdystoniaTF
NeurologyRF2006RF]7RFW7]bS7Y 6.5 62

320 kiochemicalFanalysisFofFyarkinsonMsFdiseaseScausingFvariantsFofFyarkinRFanFnYFubiquitinSproteinF
ligaseFwithFmonoubiquitylationFcapacityTFHumanaMolecularaGeneticsRF2006RFW[RFXV[bS7[ 5.6 191

319 ’pineFdeformitiesFinFlharcotSvarieS–oothFZlFcausedFbyF’qY–lXFgeneFmutationsTFNeurologyRF2006RF
]7RF]VXS] 6.5 81

318 qereditaryFspasticFparaplegiaFwithFthinFcorpusFcallosumcFreductionFofFtheF’ypWWFintervalFandF
evidenceFforFfurtherFgeneticFheterogeneityTFArchivesaofaNeurologyRF2006RF]YRF7[]S]V 26

317 yvuFclastosomesFpreventFnuclearFaccumulationFofFmutantFataxinS7FandFotherFpolyglutamineF
proteinsTFJournalaofaCellaBiologyRF2006RFW7ZRF][S7] 7.3 75

316 vutationFanalysisFofFtheFparapleginFgeneFN’yp7OFinFpatientsFwithFhereditaryFspasticFparaplegiaTF
NeurologyRF2006RF]]RF][ZSb 6.5 86

315 –heFp[X]~FglycylSt~wjFsynthetaseFgeneFmutationFinFdistalFhereditaryFmotorFneuropathyFtypeFVTF
NeurologyRF2006RF]]RFW7XWS] 6.5 50

314 ’pastinFmutationsFareFfrequentFinFsporadicFspasticFparaparesisFandFtheirFspectrumFisFdifferentFfromF
thatFobservedFinFfamilialFcasesTFJournalaofaMedicalaGeneticsRF2006RFZYRFX[bS][ 5.8 73

313 ’ypYjFisFtheFmostFfrequentFcauseFofFhereditaryFspasticFparaplegiaFwithFonsetFbeforeFageFWVFyearsTF
NeurologyRF2006RF]]RFWWXSZ 6.5 89

312 u~~tXFpXVWb’FasFaFcauseFofFyarkinsonMsFdiseaseFinFworthFjfricanFjrabsTFNewaEnglandaJournalaofa
MedicineRF2006RFY[ZRFZXXSY 59.2 435

311 uargeFpathogenicFexpansionsFinFtheF’ljXFandF’lj7FgenesFcanFbeFdetectedFbyFfluorescentF
repeatSprimedFpolymeraseFchainFreactionFassayTFJournalaofaMolecularaDiagnosticsRF2006RFaRFWXaSYX 5.1 26

310 yolyglutamineFandFpolyalanineFexpansionsFinFataxin7FresultFinFdifferentFtypesFofFaggregationFandF
levelsFofFtoxicityTFMolecularaandaCellularaNeurosciencesRF2006RFYWRFZYaSZ[ 4.8 17

309 jFregulatedFinteractionFwithFtheF rvFproteinFnpsW[FimplicatesFparkinFinFnpoFreceptorFtraffickingF
andFyrNYOtSjktFsignallingTFNatureaCellaBiologyRF2006RFaRFaYZSZX 23.4 299

308 jyyFlocusFduplicationFcausesFautosomalFdominantFearlySonsetFjlzheimerFdiseaseFwithFcerebralF
amyloidFangiopathyTFNatureaGeneticsRF2006RFYaRFXZS] 36.3 928

307 ’pectrinFmutationsFcauseFspinocerebellarFataxiaFtypeF[TFNatureaGeneticsRF2006RFYaRFWaZSbV 36.3 300

(2006-2006)
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306 vutationsFinFvoltageSgatedFpotassiumFchannelFtlwlYFcauseFdegenerativeFandFdevelopmentalF
centralFnervousFsystemFphenotypesTFNatureaGeneticsRF2006RFYaRFZZ7S[W 36.3 236

305 yarkinFmodulatesFgeneFexpressionFinFcontrolFandFceramideStreatedFylWXFcellsTFMolecularaBiologya
ReportsRF2006RFYYRFWYSYX 2.8 20

304 jFnewFphenotypeFlinkedFtoF’ypX7FandFrefinementFofFtheFcriticalFregionFonFchromosomeTFJournalaofa
NeurologyRF2006RFX[YRF7WZSb 5.5 16

303 weurophysiologicalFevidenceFofFcorticospinalFtractFabnormalityFinFpatientsFwithFyarkinFmutationsTF
JournalaofaNeurologyRF2006RFX[YRFX7[Sb 5.5 25

302 jFfounderFeffectFandFmutationalFhotFspotsFmayFcontributeFtoFtheFmostFfrequentFmutationsFinFtheF
’ypYjFgeneTFNeurogeneticsRF2006RF7RFWYWSX 3 23

301
’pasticFparaplegiaFwithFthinFcorpusFcallosumcFdescriptionFofFXVFnewFfamiliesRFrefinementFofFtheF
’ypWWFlocusRFcandidateFgeneFanalysisFandFevidenceFofFgeneticFheterogeneityTFNeurogeneticsRF2006RF
7RFWZbS[]

3 42

300 npsilonFsarcoglycanFmutationsFandFphenotypeFinForenchFpatientsFwithFmyoclonicFsyndromesTF
JournalaofaMedicalaGeneticsRF2006RFZYRFYbZSZVV 5.8 63

299 –heFsepiapterinFreductaseFgeneFregionFrevealsFassociationFinFtheFyj~tYFlocuscFanalysisFofFfamilialF
andFsporadicFyarkinsonMsFdiseaseFinFnuropeanFpopulationsTFJournalaofaMedicalaGeneticsRF2006RFZYRF[[7S]X 5.8 32

298 ’pinocerebellarFjtaxiaFW7FandFquntingtonMsFmiseaseSlikeFZF2006RFZ7[SZaY

297 zueFnousFapprennentFlesFgˆ¤nesFresponsablesFdesFformesFfamilialesFdeFmaladieFdeFyarkinsonFhTF
BulletinaDeaLhAcademieaNationaleaDeaMedecineRF2006RFWbVRFZa[SZba 0.1

296 peneticsFofFyarkinsonMsFdiseasecFu~~tXFonFtheFriseTFBrainRF2005RFWXaRFX7]VSX 11.2 78

295
u~~tXFhaplotypeFanalysesFinFnuropeanFandFworthFjfricanFfamiliesFwithFyarkinsonFdiseasecFaF
commonFfounderFforFtheFpXVWb’FmutationFdatingFfromFtheFWYthFcenturyTFAmericanaJournalaofa
HumanaGeneticsRF2005RF77RFYYVSX

11 115

294 jkljXFisFaFstrongFgeneticFriskFfactorFforFearlySonsetFjlzheimerMsFdiseaseTFNeurobiologyaofaDiseaseRF
2005RFWaRFWWbSX[ 7.5 84

293 yarkinsonMsFdiseasecFfromFcausesFtoFmechanismsTFComptesaRendusanaBiologiesRF2005RFYXaRFWYWSZX 1.4 39

292 yarkinFinteractsFwithFtheFproteasomeFsubunitFalphaZTFFEBSaLettersRF2005RF[7bRFYbWYSb 3.8 40

291 –heFeffectFofFtauFgenotypeFonFclinicalFfeaturesFinFo–mySW7TFParkinsonismaandaRelatedaDisordersRF
2005RFWWRFXV[Sa 3.6 27

290 –heFpXVWb’u~~tXFvutationFinFjutosomalFmominantFnuropeanFandFworthFjfricanFyarkinsonMsF
miseaseFisForequentFandFitsFyenetranceFisFjgeSmependantcFuk’TVVYTFNeurologyRF2005RF]ZRFWaX]SWaX] 6.5 7

289 ov~WFpremutationsFassociatedFwithFfragileFèSassociatedFtremorUataxiaFsyndromeFinFmultipleF
systemFatrophyTFArchivesaofaNeurologyRF2005RF]XRFb]XS] 47
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288 ’pinocerebellarFataxiaFwithFmentalFretardationFN’ljWYOTFCerebellumRF2005RFZRFZYS] 4.3 17

287 ’pinocerebellarFataxiaFwithFsensoryFneuropathyFN’ljX[OTFCerebellumRF2005RFZRF[aS]W 4.3 16

286 yroteomicFanalysisFofFparkinFknockoutFmicecFalterationsFinFenergyFmetabolismRFproteinFhandlingFandF
synapticFfunctionTFJournalaofaNeurochemistryRF2005RFb[RFWX[bS7] 6 129

285 jktFisFalteredFinFanFanimalFmodelFofFquntingtonMsFdiseaseFandFinFpatientsTFEuropeanaJournalaofa
NeuroscienceRF2005RFXWRFWZ7aSaa 3.5 140

284 yj~tWWFisFnotFlinkedFwithFyarkinsonMsFdiseaseFinFnuropeanFfamiliesTFEuropeanaJournalaofaHumana
GeneticsRF2005RFWYRFWbYS7 5.3 21

283
metectionFofFgenomicFrearrangementsFbyFmqyulcFaFprospectiveFstudyFofFbVFpatientsFwithFinheritedF
peripheralFneuropathiesFassociatedFwithFW7pWWTXFrearrangementsTFAmericanaJournalaofaMedicala
GeneticsmaPartaARF2005RFWY]RFWY]Sb

2.5 8

282 jpolipoproteinFnZFisFprobablyFresponsibleFforFtheFchromosomeFWbFlinkageFpeakFforFyarkinsonMsF
diseaseTFAmericanaJournalaofaMedicalaGeneticsaPartaB:aNeuropsychiatricaGeneticsRF2005RFWY]kRF7XSZ 3.5 25

281 vappingFofFaFnewFformFofFpureFautosomalFrecessiveFspasticFparaplegiaFN’ypXaOTFAnnalsaofa
NeurologyRF2005RF[7RF[]7S7W 9.4 54

280 jgeFatFonsetFvarianceFanalysisFinFspinocerebellarFataxiascFaFstudyFinFaFmutchSorenchFcohortTFAnnalsaofa
NeurologyRF2005RF[7RF[V[SWX 9.4 77

279 wewFmutationsFinFproteinFkinaseFlgammaFassociatedFwithFspinocerebellarFataxiaFtypeFWZTFAnnalsaofa
NeurologyRF2005RF[aRF7XVSb 9.4 75

278 pXVWb’Fu~~tXFmutationFinForenchFandFworthFjfricanFfamiliesFwithFyarkinsonMsFdiseaseTFAnnalsaofa
NeurologyRF2005RF[aRF7aZS7 9.4 172

277 wewFautosomalFrecessiveFcerebellarFataxiasFwithFoculomotorFapraxiaTFCurrentaNeurologyaanda
NeuroscienceaReportsRF2005RF[RFZWWS7 6.6 26

276 yhenotypeUgenotypeFcorrelationsFinFyarkinsonMsFdiseaseF2005RFW[YSW]Z

275 volecularFdiagnosisFofFautosomalFdominantFearlyFonsetFjlzheimerMsFdiseasecFanFupdateTFJournalaofa
MedicalaGeneticsRF2005RFZXRF7bYS[ 5.8 131

274 weurotoxicFcalciumFtransferFfromFendoplasmicFreticulumFtoFmitochondriaFisFregulatedFbyF
cyclinSdependentFkinaseF[SdependentFphosphorylationFofFtauTFJournalaofaNeuroscienceRF2005RFX[RFZW[bS]a6.6 41

273 qowFmuchFdoesFdardarinFcontributeFtoFyarkinsonMsFdiseasehTFLancetmaTheRF2005RFY][RFY]YSZ 40 9

272
uentiviralFvectorFdeliveryFofFparkinFpreventsFdopaminergicFdegenerationFinFanFalphaSsynucleinFratF
modelFofFyarkinsonMsFdiseaseTFProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesa
ofaAmericaRF2004RFWVWRFW7[WVS[

11.5 263

271 jtlastinWFmutationsFareFfrequentFinFyoungSonsetFautosomalFdominantFspasticFparaplegiaTFArchivesa
ofaNeurologyRF2004RF]WRFWa]7S7X 80

(2004-2005)
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270 penomeSwideFscanFlinkageFanalysisFforFyarkinsonMsFdiseasecFtheFnuropeanFgeneticFstudyFofF
yarkinsonMsFdiseaseTFJournalaofaMedicalaGeneticsRF2004RFZWRFbVVS7 5.8 36

269 orequencyFandFphenotypicFspectrumFofFataxiaFwithFoculomotorFapraxiaFXcFaFclinicalFandFgeneticF
studyFinFWaFpatientsTFBrainRF2004RFWX7RF7[bS]7 11.2 152

268 jbsenceFofFw~ZjXFexonFWFmutationsFinFWVaFfamiliesFwithFautosomalFdominantFyarkinsonFdiseaseTF
NeurologyRF2004RF]XRFXWYYSZ 6.5 12

267 rmagingFofFdopaminergicFdysfunctionFwithFβWXYr]oySlr–F’ynl–FinFearlySonsetFparkinFdiseaseTF
NeurologyRF2004RF]YRFXVb7SWVY 6.5 48

266 loincidenceFofFtwoFgeneticFformsFofFlharcotSvarieS–oothFdiseaseFinFaFsingleFfamilyTFNeurologyRF
2004RF]YRFW[X7Sb 6.5 27

265 vutationsFinFtheFopoWZFgeneFareFnotFaFmajorFcauseFofFspinocerebellarFataxiaFinFlaucasiansTF
NeurologyRF2004RF]YRFbY] 6.5 11

264 ’enataxinRFtheForthologFofFaFyeastF~wjFhelicaseRFisFmutantFinFataxiaSocularFapraxiaFXTFNaturea
GeneticsRF2004RFY]RFXX[S7 36.3 385

263 vonogenicFidiopathicFepilepsiesTFLancetaNeurologymaTheRF2004RFYRFXVbSWa 24.1 62

262 jmyotrophicFlateralFsclerosisFwithFneuronalFintranuclearFproteinFinclusionsTFActaaNeuropathologicaRF
2004RFWVaRFaWS7 14.3 42

261 narlyFonsetFautosomalFdominantFspasticFparaplegiaFcausedFbyFnovelFmutationsFinF’ypYjTF
NeurogeneticsRF2004RF[RFXYbSZY 3 43

260  ltrastructuralFlocalizationFofFparkinFinFtheFratFbrainstemRFthalamusFandFbasalFgangliaTFJournalaofa
NeuralaTransmissionRF2004RFWWWRFWXVbSWa 4.3 25

259 ’pinocerebellarFataxiaFwithFsensoryFneuropathyFN’ljX[OFmapsFtoFchromosomeFXpTFAnnalsaofa
NeurologyRF2004RF[[RFb7SWVZ 9.4 64

258 lausalFrelationFbetweenFalphaSsynucleinFgeneFduplicationFandFfamilialFyarkinsonMsFdiseaseTFLancetma
TheRF2004RFY]ZRFWW]bS7W 40 869

257 vutationFinFtheFcatalyticFdomainFofFproteinFkinaseFlFgammaFandFextensionFofFtheFphenotypeF
associatedFwithFspinocerebellarFataxiaFtypeFWZTFArchivesaofaNeurologyRF2004RF]WRFWXZXSa 74

256 lerebellarFataxiaFwithFoculomotorFapraxiaFtypeFWcFclinicalFandFgeneticFstudiesTFBrainRF2003RFWX]RFX7]WS7X 11.2 173

255 yarkinFpreventsFmitochondrialFswellingFandFcytochromeFcFreleaseFinFmitochondriaSdependentFcellF
deathTFHumanaMolecularaGeneticsRF2003RFWXRF[W7SX] 5.6 310

254 –heFpYaFsubunitFofFtheFaminoacylSt~wjFsynthetaseFcomplexFisFaFyarkinFsubstratecFlinkingFproteinF
biosynthesisFandFneurodegenerationTFHumanaMolecularaGeneticsRF2003RFWXRFWZX7SY7 5.6 198

253 ’creeningFforFmsSWFmutationsFinFearlyFonsetFautosomalFrecessiveFparkinsonismTFNeurologyRF2003RF]WRFWZXbSYW6.5 35
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252 wewFparkinFmutationsFandFatypicalFphenotypesFinFfamiliesFwithFautosomalFrecessiveFparkinsonismTF
NeurologyRF2003RF]VRFWY7aSaW 6.5 46

251 quntingtonMsFdiseaseSlikeFphenotypeFdueFtoFtrinucleotideFrepeatFexpansionsFinFtheF–kyFandFsyqYF
genesTFBrainRF2003RFWX]RFW[bbS]VY 11.2 142

250 yhenotypicalFfeaturesFofFaFvoroccanFfamilyFwithFautosomalFrecessiveFlharcotSvarieS–oothFdiseaseF
associatedFwithFtheF’WbZèFmutationFinFtheFpmjyWFgeneTFArchivesaofaNeurologyRF2003RF]VRF[baS]VZ 55

249 lodingFpolymorphismsFinFtheFparkinFgeneFandFsusceptibilityFtoFyarkinsonFdiseaseTFArchivesaofa
NeurologyRF2003RF]VRFWX[YS] 44

248 yarkinFmutationsFareFfrequentFinFpatientsFwithFisolatedFearlySonsetFparkinsonismTFBrainRF2003RFWX]RFWX7WSa11.2 245

247 ’ubtleFcognitiveFimpairmentFbutFnoFdementiaFinFpatientsFwithFspastinFmutationsTFArchivesaofa
NeurologyRF2003RF]VRFWWWYSa 63

246 ’pinocerebellarFjtaxiaFWYRFWZRFandFW]F2003RFWYYSWYa

245 yarkinFgeneFinactivationFaltersFbehaviourFandFdopamineFneurotransmissionFinFtheFmouseTFHumana
MolecularaGeneticsRF2003RFWXRFXX77SbW 5.6 403

244 msSWNFyj~t7ORFaFnovelFgeneFforFautosomalFrecessiveRFearlyFonsetFparkinsonismTFNeurologicala
SciencesRF2003RFXZRFW[bS]V 3.5 313

243 vutationFanalysisFofFtheFparkinFgeneFinF~ussianFfamiliesFwithFautosomalFrecessiveFjuvenileF
parkinsonismTFMovementaDisordersRF2003RFWaRFbWZSb 7 23

242 ~apidFdetectionFofFW7pWWTXFrearrangementsFbyFor’qFwithoutFcellFcultureFNdirectFor’qRFmor’qOcFaF
prospectiveFstudyFofFWYVFpatientsFwithFinheritedFperipheralFneuropathiesF2003RFWWajRFZYSa 6

241 qowFmuchFphenotypicFvariationFcanFbeFattributedFtoFparkinFgenotypehTFAnnalsaofaNeurologyRF2003RF
[ZRFW7]Sa[ 9.4 224

240 lhangesFinFpjm]7Fm~wjFexpressionFevidencedFbyFinFsituFhybridizationFinFtheFbrainFofF~]UXF
transgenicFmiceTFJournalaofaNeurochemistryRF2003RFa]RFWY]bS7a 6 23

239 vutationsFofFtheFèSlinkedFgenesFencodingFneuroliginsFwupwYFandFwupwZFareFassociatedFwithF
autismTFNatureaGeneticsRF2003RFYZRFX7Sb 36.3 1335

238 –heFlXabpFandFlZWa~FmissenseFmutationsFcauseFrapidFsequestrationFofFhumanFyarkinFintoF
insolubleFaggregatesTFNeurobiologyaofaDiseaseRF2003RFWZRFY[7S]Z 7.5 67

237 vutationsFinFtheFmsSWFgeneFassociatedFwithFautosomalFrecessiveFearlySonsetFparkinsonismTFScienceRF
2003RFXbbRFX[]Sb 33.3 2093

236 jFriskFforFearlySonsetFjlzheimerMsFdiseaseFassociatedFwithFtheFjykkWFgeneFNon][OFintronFWYF
polymorphismTFNeuroscienceaLettersRF2003RFYZXRF[Sa 3.3 13

235 woFreplicationFofFtheFassociationFbetweenFtheFwicastrinFgeneFandFfamilialFearlySonsetFjlzheimerMsF
diseaseTFNeuroscienceaLettersRF2003RFY[YRFW[YS[ 3.3 8
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234
vutationsFinFv–v~WYRFaFnewFpseudophosphataseFhomologueFofFv–v~XFandF’bfWRFinFtwoFfamiliesF
withFanFautosomalFrecessiveFdemyelinatingFformFofFlharcotSvarieS–oothFdiseaseFassociatedFwithF
earlySonsetFglaucomaTFAmericanaJournalaofaHumanaGeneticsRF2003RF7XRFWWZWS[Y

11 232

233 yvuFnuclearFbodiesFandFneuronalFintranuclearFinclusionFinFpolyglutamineFdiseasesTFNeurobiologyaofa
DiseaseRF2003RFWYRFXYVS7 7.5 54

232 ’pinocerebellarFjtaxiaF7FN’lj7OF2003RFa[SbZ

231 ’pinocerebellarFataxiaF7FN’lj7OTFCytogeneticaandaGenomeaResearchRF2003RFWVVRFW[ZS]Y 1.9 48

230 yrevalenceFofFdentatorubralSpallidoluysianFatrophyFinFaFlargeFseriesFofFwhiteFpatientsFwithF
cerebellarFataxiaTFArchivesaofaNeurologyRF2003RF]VRFWVb7Sb 50

229 landidateFgeneFstudiesFinFfocalFdystoniaTFNeurologyRF2003RF]WRFWVb7SWVW 6.5 37

228 ’emiquantitativeFyl~FforFtheFdetectionFofFexonFrearrangementsFinFtheFyarkinFgeneTFMethodsaina
MolecularaBiologyRF2003RFXW7RFWYSX] 1.4 7

227 éoungSonsetFyarkinsonFdiseaseFwithFandFwithoutFparkinFgeneFmutationscFaFfluorodopaFoFWaFpositronF
emissionFtomographyFstudyTFArchivesaofaNeurologyRF2003RF]VRF7WYSa 29

226 yarkineRF˛–Ssynuclˆ'ineFetFdâ��autresFaspectsFmolˆ'culairesFdeFlaFmaladieFdeFyarkinsonTFSociˆ'tˆ'aDea
BiologieaJournalRF2002RFWb]RFb[SWVX 1

225 –woFpopulationsFofFneuronalFintranuclearFinclusionsFinF’lj7FdifferFinFsizeFandFpromyelocyticF
leukaemiaFproteinFcontentTFBrainRF2002RFWX[RFW[YZSZY 11.2 58

224 peneticsFofFyarkinsonMsFdiseaseFandFbiochemicalFstudiesFofFimplicatedFgeneFproductsTFCurrenta
OpinionainaCellaBiologyRF2002RFWZRF][YS]V 9 63

223 jnalysisFofFtenFcandidateFgenesFinFautismFbyFassociationFandFlinkageTFAmericanaJournalaofaMedicala
GeneticsaPartaARF2002RFWWZRFWX[SWXa 15

222 lomplexFrelationshipFbetweenFyarkinFmutationsFandFyarkinsonFdiseaseTFAmericanaJournalaofa
MedicalaGeneticsaPartaARF2002RFWWZRF[aZSbW 154

221 yark]SlinkedFparkinsonismFoccursFinFseveralFeuropeanFfamiliesTFAnnalsaofaNeurologyRF2002RF[WRFWZSWa 9.4 81

220 ’pinocerebellarFataxiaFtypeFWVFinFtheForenchFpopulationTFAnnalsaofaNeurologyRF2002RF[WRFZVaSb 9.4 20

219 vyoclonusSdystoniaFsyndromecFepsilonSsarcoglycanFmutationsFandFphenotypeTFAnnalsaofaNeurologyRF
2002RF[XRFZabSbX 9.4 114

218 rsFtheFsaitohinFgeneFinvolvedFinFneurodegenerativeFdiseaseshTFAnnalsaofaNeurologyRF2002RF[XRFaXbSYX 9.4 33

217 yj~t]FisFaFcommonFcauseFofFfamilialFparkinsonismTFNeurologicalaSciencesRF2002RFXYF’upplFXRF’WW7Sa 3.5 27
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216 jssociationFstudyFbetweenFironSrelatedFgenesFpolymorphismsFandFyarkinsonMsFdiseaseTFJournalaofa
NeurologyRF2002RFXZbRFaVWSZ 5.5 89

215 nxclusionFofFtheFwurrWFgeneFinFautosomalFrecessiveFyarkinsonMsFdiseaseTFJournalaofaNeurologyRF2002RF
XZbRFWWX7Sb 5.5 6

214 vetabolicFchangesFinFtheFbasalFgangliaFofFpatientsFwithFquntingtonMsFdiseasecFanFinFsituF
hybridizationFstudyFofFcytochromeFoxidaseFsubunitFrFm~wjTFJournalaofaNeurochemistryRF2002RFaVRFZ]]S7] 6 9

213 jpolipoproteinFnFgeneFinFfrontotemporalFdementiacFanFassociationFstudyFandFmetaSanalysisTF
EuropeanaJournalaofaHumanaGeneticsRF2002RFWVRFYbbSZV[ 5.3 78

212 volecularFpeneticFjnalysisFofFnssentialF–remorTFRussianaJournalaofaGeneticsRF2002RFYaRFWZZ7SWZ[W 0.6 1

211 jbsenceFofFlinkageFtoFaqXZFinFaFnuropeanFfamilyFwithFfamilialFadultFmyoclonicFepilepsyFNojvnOTF
NeurologyRF2002RF[aRFbZWSZ 6.5 46

210 puadeloupeanFparkinsonismcFaFclusterFofFprogressiveFsupranuclearFpalsySlikeFtauopathyTFBrainRF2002
RFWX[RFaVWSWW 11.2 137

209 ljpUl–pFrepeatFexpansionsFatFtheFquntingtonMsFdiseaseSlikeFXFlocusFareFrareFinFquntingtonMsF
diseaseFpatientsTFNeurologyRF2002RF[aRFb][S7 6.5 47

208 jFlocusFforFsimpleFpureFfebrileFseizuresFmapsFtoFchromosomeF]qXXSqXZTFBrainRF2002RFWX[RFX]]aSaV 11.2 56

207 jssociationFbetweenFtheFextendedFtauFhaplotypeFandFfrontotemporalFdementiaTFArchivesaofa
NeurologyRF2002RF[bRFbY[Sb 78

206 ’pinocerebellarFataxiaFtypeF7FN’lj7OFshowsFaFconeSrodFdystrophyFphenotypeTFExperimentalaEyea
ResearchRF2002RF7ZRF7Y7SZ[ 3.7 87

205 qereditaryFspasticFparaplegiaF’ypWYFisFassociatedFwithFaFmutationFinFtheFgeneFencodingFtheF
mitochondrialFchaperoninFqsp]VTFAmericanaJournalaofaHumanaGeneticsRF2002RF7VRFWYXaSYX 11 308

204 peneticsFofFyarkinsonMsFdiseaseFandFbiochemicalFstudiesFofFimplicatedFgeneFproductsTFCurrenta
OpinionainaGeneticsaandaDevelopmentRF2002RFWXRFXbbSYV] 4.9 60

203 yolymorphismsFofFinsulinFdegradingFenzymeFgeneFareFnotFassociatedFwithFjlzheimerMsFdiseaseTF
NeuroscienceaLettersRF2002RFYXbRFWXWSY 3.3 61

202 ’pinocerebellarFataxiasFcausedFbyFpolyglutamineFexpansionsTFAdvancesainaExperimentalaMedicinea
andaBiologyRF2002RF[W]RFZ7S77 3.6 16

201 yj~t]SlinkedFparkinsonismFoccursFinFseveralFnuropeanFfamiliesTFAnnalsaofaNeurologyRF2002RF[WRFWZSa 9.4 31

200
–heFparkinFgeneFandFitsFphenotypeTFrtalianFymFpeneticsF’tudyFproupRForenchFymFpeneticsF’tudyF
proupFandFtheFnuropeanFlonsortiumFonFpeneticF’usceptibilityFinFyarkinsonMsFmiseaseTFNeurologicala
SciencesRF2001RFXXRF[WSX

3.5 28

199
yarkinFimmunoreactivityFinFtheFbrainFofFhumanFandFnonShumanFprimatescFanFimmunohistochemicalF
analysisFinFnormalFconditionsFandFinFyarkinsonianFsyndromesTFJournalaofaComparativeaNeurologyRF
2001RFZYXRFWaZSb]

3.4 46

(2001-2002)
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198 nvidenceFforFdigenicFinheritanceFinFaFfamilyFwithFbothFfebrileFconvulsionsFandFtemporalFlobeF
epilepsyFimplicatingFchromosomesFWaqterFandFWqX[SqYWTFAnnalsaofaNeurologyRF2001RFZbRF7a]SbX 9.4 81

197 ’ljWXFisFaFrareFlocusFforFautosomalFdominantFcerebellarFataxiacFjFstudyFofFanFrndianFfamilyTFAnnalsa
ofaNeurologyRF2001RFZbRFWW7SWXW 9.4 102

196 oirstFgeneticFevidenceFofFpjkjNjOFreceptorFdysfunctionFinFepilepsycFaFmutationFinFtheF
gammaXSsubunitFgeneTFNatureaGeneticsRF2001RFXaRFZ]Sa 36.3 618

195 jFrepeatFexpansionFinFtheFgeneFencodingFjunctophilinSYFisFassociatedFwithFquntingtonFdiseaseSlikeF
XTFNatureaGeneticsRF2001RFXbRFY77Sa 36.3 250

194  seFofFhaplotypeFinformationFtoFtestFinvolvementFofFtheFu~yFgeneFinFjlzheimerMsFdiseaseFinFtheF
orenchFpopulationTFEuropeanaJournalaofaHumanaGeneticsRF2001RFbRFZ]ZSa 5.3 17

193 ’imilaritiesFbetweenFspinocerebellarFataxiaFtypeF7FN’lj7OFcellFmodelsFandFhumanFbraincFproteinsF
recruitedFinFinclusionsFandFactivationFofFcaspaseSYTFHumanaMolecularaGeneticsRF2001RFWVRFX[]bS7b 5.6 75

192 jtaxinS7FinteractsFwithFaFlblSassociatedFproteinFthatFitFrecruitsFintoFneuronalFintranuclearF
inclusionsTFHumanaMolecularaGeneticsRF2001RFWVRFWXVWSWY 5.6 33

191 jFmutationFinFperiaxinFisFresponsibleFforFlv–ZoRFanFautosomalFrecessiveFformFofF
lharcotSvarieS–oothFdiseaseTFHumanaMolecularaGeneticsRF2001RFWVRFZW[SXW 5.6 148

190 jFmajorFlocusFforFseveralFphenotypesFofFmyoclonusSSdystoniaFonFchromosomeF7qTFNeurologyRF2001RF
[]RFWXWYS] 6.5 83

189 yseudoSdominantFinheritanceFandFexonFXFtriplicationFinFaFfamilyFwithFparkinFgeneFmutationsTF
NeurologyRF2001RF[7RFbXZS7 6.5 42

188 –hreeFparkinFgeneFmutationsFinFaFsibshipFwithFautosomalFrecessiveFearlyFonsetFparkinsonismTF
JournalaofaNeurologymaNeurosurgeryaandaPsychiatryRF2001RF7WRF[YWSZ 5.5 14

187 llinicalFandFpathologicFabnormalitiesFinFaFfamilyFwithFparkinsonismFandFparkinFgeneFmutationsTF
NeurologyRF2001RF[]RF[[[S7 6.5 268

186 llinicalRFelectrophysiologicalFandFmolecularFgeneticFcharacteristicsFofFbYFpatientsFwithFèSlinkedF
lharcotSvarieS–oothFdiseaseTFBrainRF2001RFWXZRFWb[aS]7 11.2 93

185 TFNatureaGeneticsRF2001RFXaRFZ]SZa 36.3 185

184 jncestralForiginsFofFtheFvachadoSsosephFdiseaseFmutationcFaFworldwideFhaplotypeFstudyTFAmericana
JournalaofaHumanaGeneticsRF2001RF]aRF[XYSa 11 103

183
xriginFofFtheFmutationsFinFtheFparkinFgeneFinFnuropecFexonFrearrangementsFareFindependentF
recurrentFeventsRFwhereasFpointFmutationsFmayFresultFfromFoounderFeffectsTFAmericanaJournalaofa
HumanaGeneticsRF2001RF]aRF]W7SX]

11 93

182
–heFfrequencyFofFW7pWWTXFduplicationFandFlonnexinFYXFmutationsFinFXaXFlharcotSvarieS–oothF
familiesFinFrelationFtoFtheFmodeFofFinheritanceFandFmotorFnerveFconductionFvelocityTFNeuromusculara
DisordersRF2001RFWWRFZ[aS]Y

2.9 31

181 ~ecentFadvancesFinFhereditaryFspasticFparaplegiaTFCurrentaOpinionainaNeurologyRF2001RFWZRFZ[7S]Y 7.1 49
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180 ljpFrepeatFexpansionFinFtheF–j–jFboxSbindingFproteinFgeneFcausesFautosomalFdominantFcerebellarF
ataxiaTFBrainRF2001RFWXZRFWbYbSZ7 11.2 119

179 peneticsFofFinheritedFhumanFepilepsiesTFDialoguesainaClinicalaNeuroscienceRF2001RFYRFZ7S[7 5.7 2

178 valadiesFparFexpansionFdeFpolyglutamineFcFdonnˆ'esFmolˆ'culairesFetFphysiopathologiquesTF
MedecinepSciencesRF2001RFW7RFWWZbSWW[7 0

177 lloningFofFratFparkinFcmwjFandFdistributionFofFparkinFinFratFbrainTFJournalaofaNeurochemistryRF2000RF
7ZRFW77YS] 6 31

176 mistributionFofFataxinS7FinFnormalFhumanFbrainFandFretinaTFBrainRF2000RFWXYFytFWXRFX[WbSYV 11.2 50

175 llinicalFandFgeneticFaspectsFofFspinocerebellarFdegenerationTFCurrentaOpinionainaNeurologyRF2000RF
WYRFZV7SWY 7.1 28

174 yhenotypicFandFgeneticFstudyFofFaFfamilyFwithFhereditaryFsensoryFneuropathyFandFprominentF
weaknessTFMuscleaandaNerveRF2000RFXYRFW[VaSWZ 3.4 13

173 vutationsFinFtheFneuroserpinFgeneFareFrareFinFfamilialFdementiaTFAnnalsaofaNeurologyRF2000RFZ7RF]aaS]aa 9.4 0

172 mXFdopamineFreceptorFgeneFinFmyoclonicFdystoniaFandFessentialFmyoclonusTFAnnalsaofaNeurologyRF
2000RFZaRFWX7SWXa 9.4 19

171 ˛–XSvacroglobulinFgeneFandFjlzheimerMsFdiseasecFlonfirmationFofFassociationFbyFhaplotypesF
analysesTFAnnalsaofaNeurologyRF2000RFZaRFZVVSZVX 9.4 10

170 llinicalFandFgeneticFstudyFofFfamilialFessentialFtremorFinFanFisolateFofFworthernF–ajikistanTFMovementa
DisordersRF2000RFW[RFWVXVSY 7 17

169 jreFNl–pOnFexpansionsFatFtheF’ljaFlocusFrareFpolymorphismshTFNatureaGeneticsRF2000RFXZRFXWYdF
authorFreplyFXW[ 36.3 64

168 vutationsFofF’lwWjRFencodingFaFneuronalFsodiumFchannelRFinFtwoFfamiliesFwithFpno’QXTFNaturea
GeneticsRF2000RFXZRFYZYS[ 36.3 794

167 llinicalFandFmolecularFadvancesFinFautosomalFdominantFcerebellarFataxiascFfromFgenotypeFtoF
phenotypeFandFphysiopathologyTFEuropeanaJournalaofaHumanaGeneticsRF2000RFaRFZSWa 5.3 165

166 jyxnFpromoterFpolymorphismsFdoFnotFconferFindependentFriskFforFjlzheimerMsFdiseaseFinFaForenchF
populationTFEuropeanaJournalaofaHumanaGeneticsRF2000RFaRF7WYS] 5.3 33

165 jlphaSsynucleinFandFyarkinsonMsFdiseaseTFCellularaandaMolecularaLifeaSciencesRF2000RF[7RFWabZSbVa 10.3 170

164 uackFofFalphaSsynucleinFgeneFmutationsFinFfamiliesFwithFautosomalFdominantFyarkinsonMsFdiseaseFinF
~ussiaTFJournalaofaNeurologyRF2000RFXZ7RFb]aSb 5.5 8

163 mementiaFwithFprominentFfrontotemporalFfeaturesFassociatedFwithFuWWYyFpresenilinFWFmutationTF
NeurologyRF2000RF[[RFW[77Sa 6.5 105

(2000-2001)
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162 mominantFpartialFepilepsiesTFjFclinicalRFelectrophysiologicalFandFgeneticFstudyFofFWbFnuropeanF
familiesTFBrainRF2000RFWXYFNFytF]ORFWXZ7S]X 11.2 62

161 uevodopaSresponsiveFdystoniaTFp–yFcyclohydrolaseFrForFparkinFmutationshTFBrainRF2000RFWXYFNFytF]ORFWWWXSXW11.2 206

160 orequencyFofFtheFmé–WFmutationFinFprimaryFtorsionFdystoniaFwithoutFfamilyFhistoryTFArchivesaofa
NeurologyRF2000RF[7RFYYYS[ 61

159 ’pectrumFofF’ypZFmutationsFinFautosomalFdominantFspasticFparaplegiaTFHumanaMolecularaGeneticsRF
2000RFbRF]Y7SZZ 5.6 196

158 woFevidenceFforFlongFljpUl–pFrepeatsFinFfamiliesFwithFspasticFparaplegiaFlinkedFtoFchromosomeF
XpXWSXZTFNeuroscienceaLettersRF2000RFX7bRFZWSZ 3.3 6

157 jFnewFlocusFforFautosomalFdominantFpureFspasticFparaplegiaRFonFchromosomeFXqXZSqYZTFAmericana
JournalaofaHumanaGeneticsRF2000RF]]RF7VXS7 11 86

156 vappingFofFspinocerebellarFataxiaFWYFtoFchromosomeFWbqWYTYSqWYTZFinFaFfamilyFwithFautosomalF
dominantFcerebellarFataxiaFandFmentalFretardationTFAmericanaJournalaofaHumanaGeneticsRF2000RF]7RFXXbSY[11 151

155 jutosomalFrecessiveFhereditaryFneuropathyFwithFfocallyFfoldedFmyelinFsheathsFandFlinkedFtoF
chromosomeFWWqXYcFaFdistinctFandFhomogeneousFentityTFNeuromuscularaDisordersRF2000RFWVRFWVS[ 2.9 13

154 puidelinesFforFdiagnosisFofFhereditaryFneuropathyFwithFliabilityFtoFpressureFpalsiesTFNeuromusculara
DisordersRF2000RFWVRFXV]Sa 2.9 54

153 valadiesFparFexpansionFdeFpolyglutamineTFAnnalesaDeaLhInstitutaPasteurapaActualitˆ'sRF2000RFWWRFZ7S]7

152 jssociationFbetweenFearlySonsetFyarkinsonMsFdiseaseFandFmutationsFinFtheFparkinFgeneTFNewa
EnglandaJournalaofaMedicineRF2000RFYZXRFW[]VS7 59.2 1242

151 lognitiveFdeficitsFinFspinocerebellarFataxiaFXTFBrainRF1999RFWXXFNFytFZORF7]bS77 11.2 90

150 ’pectrumFofFclinicalFandFelectrophysiologicFfeaturesFinFqwyyFpatientsFwithFtheFW7pWWTXFdeletionTF
NeurologyRF1999RF[XRFWZZVS] 6.5 140

149 qighFlevelFexpressionFofFexpandedFfullSlengthFataxinSYFinFvitroFcausesFcellFdeathFandFformationFofF
intranuclearFinclusionsFinFneuronalFcellsTFHumanaMolecularaGeneticsRF1999RFaRFWW]bS7] 5.6 57

148
qomologousFmwjFexchangesFinFhumansFcanFbeFexplainedFbyFtheFyeastFdoubleSstrandFbreakFrepairF
modelcFaFstudyFofFW7pWWTXFrearrangementsFassociatedFwithFlv–WjFandFqwyyTFHumanaMoleculara
GeneticsRF1999RFaRFXXa[SbX

5.6 51

147 orenchFvachadoSsosephFdiseaseFpatientsFdoFnotFexhibitFgameticFsegregationFdistortioncFaFspermF
typingFanalysisTFHumanaMolecularaGeneticsRF1999RFaRFW77bSaZ 5.6 13

146 llinicalFandFv~rFfindingsFinFspinocerebellarFataxiaFtypeF[TFNeurologyRF1999RF[YRFWY[[S7 6.5 70

145
 nusualFphenotypicFalterationFofFbetaFamyloidFprecursorFproteinFNbetajyyOFmaturationFbyFaFnewF
ValS7W[FSSgFvetFbetajyyS77VFmutationFresponsibleFforFprobableFearlySonsetFjlzheimerMsFdiseaseTF
ProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaRF1999RFb]RFZWWbSXZ

11.5 173
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144
jFwideFvarietyFofFmutationsFinFtheFparkinFgeneFareFresponsibleFforFautosomalFrecessiveF
parkinsonismFinFnuropeTForenchFyarkinsonMsFmiseaseFpeneticsF’tudyFproupFandFtheFnuropeanF
lonsortiumFonFpeneticF’usceptibilityFinFyarkinsonMsFmiseaseTFHumanaMolecularaGeneticsRF1999RFaRF[]7S7Z

5.6 524

143 ’pastinRFaFnewFjjjFproteinRFisFalteredFinFtheFmostFfrequentFformFofFautosomalFdominantFspasticF
paraplegiaTFNatureaGeneticsRF1999RFXYRFXb]SYVY 36.3 501

142 –heFjutosomalF~ecessiveFoormFofFlv–FmiseaseFuinkedFtoF[qYWSqYYTFAnnalsaofatheaNewaYorka
AcademyaofaSciencesRF1999RFaaYRF[]S[b 6.5 3

141 –heFjutosomalF~ecessiveFoormFofFlv–FmiseaseFuinkedFtoF[qYWSqYYTFAnnalsaofatheaNewaYorka
AcademyaofaSciencesRF1999RFaaYRFZ[YSZ[] 6.5 4

140 peneticRFcytogeneticFandFphysicalFrefinementFofFtheFautosomalFrecessiveFlv–FlinkedFtoF[qYWSqYYcF
exclusionFofFcandidateFgenesFincludingFnp~WTFEuropeanaJournalaofaHumanaGeneticsRF1999RF7RFaZbS[b 5.3 14

139
vultipleForiginsFofFtheFspinocerebellarFataxiaF7FN’lj7OFmutationFrevealedFbyFlinkageFdisequilibriumF
studiesFwithFcloselyFflankingFmarkersRFincludingFanFintragenicFpolymorphismFNpYWZ[–pUjYWZ[–pOTF
EuropeanaJournalaofaHumanaGeneticsRF1999RF7RFaabSb]

5.3 31

138 wuclearFinclusionsFinFspinocerebellarFataxiaFtypeFWTFActaaNeuropathologicaRF1999RFb7RFXVWS7 14.3 49

137 jutosomalFdominantFcerebellarFataxiaFtypeFrcFoculomotorFabnormalitiesFinFfamiliesFwithF’ljWRF
’ljXRFandF’ljYTFJournalaofaNeurologyRF1999RFXZ]RF7abSb7 5.5 132

136 –heFhumanFneuregulinSXFNw~pXOFgenecFcloningRFmappingFandFevaluationFasFaFcandidateFforFtheF
autosomalFrecessiveFformFofFlharcotSvarieS–oothFdiseaseFlinkedFtoF[qTFHumanaGeneticsRF1999RFWVZRFYX]SYX6.3 21

135 oriedreichMsFataxiacFpointFmutationsFandFclinicalFpresentationFofFcompoundFheterozygotesTFAnnalsaofa
NeurologyRF1999RFZ[RFXVVS] 9.4 327

134 léyXm]FpolymorphismFandFyarkinsonMsFdiseaseFsusceptibilityTFMovementaDisordersRF1999RFWZRFXYVS] 7 14

133 yolyneuropathyFinFautosomalFdominantFcerebellarFataxiascFphenotypeSgenotypeFcorrelationTFMusclea
andaNerveRF1999RFXXRF7WXS7 3.4 37

132 ndgSXFinFmyelinSformingFcellscFisoformsRFgenomicFmappingRFandFexclusionFinFlharcotSvarieS–oothF
diseaseTFGliaRF1999RFX]RFW7]Sa[ 9 20

131 volecularFandFclinicalFstudyFofFWaFfamiliesFwithFjmljFtypeFrrcFevidenceFforFgeneticFheterogeneityF
andFdeFnovoFmutationTFAmericanaJournalaofaHumanaGeneticsRF1999RF]ZRFW[bZS]VY 11 86

130 jFlocusFforFanFaxonalFformFofFautosomalFrecessiveFlharcotSvarieS–oothFdiseaseFmapsFtoF
chromosomeFWqXWTXSqXWTYTFAmericanaJournalaofaHumanaGeneticsRF1999RF][RF7XXS7 11 78

129 narlySonsetFautosomalFdominantFjlzheimerFdiseasecFprevalenceRFgeneticFheterogeneityRFandF
mutationFspectrumTFAmericanaJournalaofaHumanaGeneticsRF1999RF][RF]]ZS7V 11 574

128 jFsecondFlocusFforFfamilialFgeneralizedFepilepsyFwithFfebrileFseizuresFplusFmapsFtoFchromosomeF
XqXWSqYYTFAmericanaJournalaofaHumanaGeneticsRF1999RF][RFWV7aSa[ 11 157

127 –heFrlebYvetFmutationFinFtheFubiquitinFcarboxySterminalShydrolaseSuWFgeneFisFnotFobservedFinF
nuropeanFcasesFwithFfamilialFyarkinsonMsFdiseaseTFNeuroscienceaLettersRF1999RFX7VRFWSZ 3.3 67

(1999-1999)
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126 penomeSwideFscanFforFautismFsusceptibilityFgenesTFyarisFjutismF~esearchFrnternationalF’ibpairF
’tudyTFHumanaMolecularaGeneticsRF1999RFaRFaV[SWX 5.6 406

125 jFfineFintegratedFmapFofFtheF’ypZFlocusFexcludesFanFexpandedFljpFrepeatFinFchromosomeF
XpSlinkedFautosomalFdominantFspasticFparaplegiaTFGenomicsRF1999RF]VRFYVbSWb 4.3 11

124 mé–WFmutationFinForenchFfamiliesFwithFidiopathicFtorsionFdystoniaTFBrainRF1999RFWXXFNFytFWORFZWS[ 11.2 64

123 nyeFmovementFabnormalitiesFcorrelateFwithFgenotypeFinFautosomalFdominantFcerebellarFataxiaF
typeFrTFAnnalsaofaNeurologyRF1998RFZYRFXb7SYVX 9.4 61

122
–heFalphaSsynucleinFjla[Y–hrFmutationFisFnotFaFcommonFcauseFofFfamilialFyarkinsonMsFdiseasecFaF
studyFofFXYVFnuropeanFcasesTFnuropeanFlonsortiumFonFpeneticF’usceptibilityFinFyarkinsonMsF
miseaseTFAnnalsaofaNeurologyRF1998RFZZRFX7VSY

9.4 81

121 ’omaticFmosaicismFofFtheFljpFrepeatFexpansionFinFspinocerebellarFataxiaFtypeFYUvachadoSsosephF
diseaseTFHumanaMutationRF1998RFWWRFXYS7 4.7 46

120  nstableFmutationsFandFneurodegenerativeFdisordersTFJournalaofaNeurologyRF1998RFXZ[RF[V[SWV 5.5 30

119
qomozygousFdeletionsFinFparkinFgeneFinFnuropeanFandFworthFjfricanFfamiliesFwithFautosomalF
recessiveFjuvenileFparkinsonismTF–heFnuropeanFlonsortiumFonFpeneticF’usceptibilityFinFyarkinsonMsF
miseaseFandFtheForenchFyarkinsonMsFmiseaseFpeneticsF’tudyFproupTFLancetmaTheRF1998RFY[XRFWY[[S]

40 171

118
lhromosomeF]SlinkedFautosomalFrecessiveFearlySonsetFyarkinsonismcFlinkageFinFnuropeanFandF
jlgerianFfamiliesRFextensionFofFtheFclinicalFspectrumRFandFevidenceFofFaFsmallFhomozygousFdeletionF
inFoneFfamilyTF–heForenchFyarkinsonMsFmiseaseFpeneticsF’tudyFproupRFandFtheFnuropeanFlonsortiumF
onFpeneticF’usceptibilityFinFyarkinsonMsFmiseaseTFAmericanaJournalaofaHumanaGeneticsRF1998RF]YRFaaSbZ

11 68

117
lloseFassociationsFbetweenFprevalencesFofFdominantlyFinheritedFspinocerebellarFataxiasFwithF
ljpSrepeatFexpansionsFandFfrequenciesFofFlargeFnormalFljpFallelesFinFsapaneseFandFlaucasianF
populationsTFAmericanaJournalaofaHumanaGeneticsRF1998RF]YRFWV]VS]

11 187

116 jFnovelFlongFandFunstableFljpUl–pFtrinucleotideFrepeatFonFchromosomeFW7qTFGenomicsRF1998RFZbRFYXWS]4.3 39

115 qeterogeneousFintracellularFlocalizationFandFexpressionFofFataxinSYTFNeurobiologyaofaDiseaseRF1998RF
[RFYY[SZ7 7.5 84

114 èSlinkedFlharcotSvarieS–oothFdiseaseFwithFconnexinFYXFmutationscFclinicalFandFelectrophysiologicF
studyTFNeurologyRF1998RF[VRFWV7ZSaX 6.5 156

113 meFnovoFpresenilinFWFmutationsFareFrareFinFclinicallyFsporadicRFearlyFonsetFjlzheimerMsFdiseaseFcasesTF
orenchFjlzheimerMsFmiseaseF’tudyFproupTFJournalaofaMedicalaGeneticsRF1998RFY[RF]7XSY 5.8 29

112 ’egregationFofFaFmissenseFmutationFinFtheFmicrotubuleSassociatedFproteinFtauFgeneFwithFfamilialF
frontotemporalFdementiaFandFparkinsonismTFHumanaMolecularaGeneticsRF1998RF7RFWaX[Sb 5.6 223

111 meFnovoFexpansionFofFintermediateFallelesFinFspinocerebellarFataxiaF7TFHumanaMolecularaGeneticsRF
1998RF7RFWaVbSWY 5.6 87

110 jreFcognitiveFchangesFtheFfirstFsymptomsFofFquntingtonMsFdiseasehFjFstudyFofFgeneFcarriersTFJournala
ofaNeurologymaNeurosurgeryaandaPsychiatryRF1998RF]ZRFW7XS7 5.5 101

109
oineFmappingFofFdeFnovoFlv–WjFandFqwyyFrearrangementsFwithinFlv–WjS~nysFevidencesFtwoF
distinctFsexSdependentFmechanismsFandFcandidateFsequencesFinvolvedFinFrecombinationTFHumana
MolecularaGeneticsRF1998RF7RFWZWSa

5.6 79
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108 jutosomalFdominantFcerebellarFataxiaFtypeFrTFv~rSbasedFvolumetryFofFposteriorFfossaFstructuresF
andFbasalFgangliaFinFspinocerebellarFataxiaFtypesFWRFXFandFYTFBrainRF1998RFWXWFNFytFbORFW]a7SbY 11.2 142

107 nxpandedFljpFrepeatsFinF’wedishFspinocerebellarFataxiaFtypeF7FN’lj7OFpatientscFeffectFofFljpF
repeatFlengthFonFtheFclinicalFmanifestationTFHumanaMolecularaGeneticsRF1998RF7RFW7WS] 5.6 108

106 ’pinocerebellarFataxiaFtypeF7FN’lj7OcFaFneurodegenerativeFdisorderFwithFneuronalFintranuclearF
inclusionsTFHumanaMolecularaGeneticsRF1998RF7RFbWYSa 5.6 249

105 –heFfirstFdeFnovoFmutationFofFtheFconnexinFYXFgeneFassociatedFwithFèFlinkedFlharcotSvarieS–oothF
diseaseTFJournalaofaMedicalaGeneticsRF1998RFY[RFX[WSX 5.8 15

104
’equencingFofFtheFalphaSsynucleinFgeneFinFaFlargeFseriesFofFcasesFofFfamilialFyarkinsonMsFdiseaseFfailsF
toFrevealFanyFfurtherFmutationsTF–heFnuropeanFlonsortiumFonFpeneticF’usceptibilityFinFyarkinsonMsF
miseaseFNp’ymOTFHumanaMolecularaGeneticsRF1998RF7RF7[WSY

5.6 73

103 volecularFandFclinicalFcorrelationsFinFautosomalFdominantFcerebellarFataxiaFwithFprogressiveF
macularFdystrophyFN’lj7OTFHumanaMolecularaGeneticsRF1998RF7RFW][S7V 5.6 189

102 –heFnaturalFhistoryFofFdegenerativeFataxiacFaFretrospectiveFstudyFinFZ]]FpatientsTFBrainRF1998RFWXWFNF
ytFZORF[abS]VV 11.2 239

101 jpolipoproteinFnFepsilonZFalleleFandFfamilialFaggregationFofFjlzheimerFdiseaseTFArchivesaofa
NeurologyRF1998RF[[RFaWVS] 55

100 weuronalFdistributionFofFintranuclearFinclusionsFinFquntingtonMsFdiseaseFwithFadultFonsetTF
NeuroReportRF1998RFbRFWaXYS] 1.7 54

99 aS’ynucleinFpeneFandFyarkinsonMsFmiseaseTFScienceRF1998RFX7bRFWWWYgSWWW7 33.3 3

98 jutosomalFdominantFparoxysmalFkinesigenicFchoreoathetosiscFaFclinicalFandFgeneticFstudyFofFtwoF
familiesTFJournalaofaNeurologymaNeurosurgeryaandaPsychiatryRF1998RF][RFb[[S] 5.5 2

97 lharcotSvarieS–oothFdiseaseFtypeFWjFwithFW7pWWTXFduplicationTFllinicalFandFelectrophysiologicalF
phenotypeFstudyFandFfactorsFinfluencingFdiseaseFseverityFinFWWbFcasesTFBrainRF1997RFWXVFNFytF[ORFaWYSXY 11.2 188

96 volecularFandFclinicalFcorrelationsFinFspinocerebellarFataxiaFXcFaFstudyFofFYXFfamiliesTFHumana
MolecularaGeneticsRF1997RF]RF7VbSW[ 5.6 248

95 ’vwFgeneFanalysisFofFtheFspinalFformFofFlharcotSvarieS–oothFdiseaseTFJournalaofaMedicalaGeneticsRF
1997RFYZRF[V7Sa 5.8 5

94 jutosomalFdominantFcerebellarFataxiaFtypeFrTFwerveFconductionFandFevokedFpotentialFstudiesFinF
familiesFwithF’ljWRF’ljXFandF’ljYTFBrainRF1997RFWXVFNFytFWXORFXWZWSa 11.2 89

93 jpolipoproteinFnFgenotypeFinFfamilialFyarkinsonâ��sFdiseaseTFJournalaofaNeurologymaNeurosurgeryaanda
PsychiatryRF1997RF]YRFYbZSYb[ 5.5 17

92 woFeffectFofFtheFalphaWSantichymotrypsinFjFalleleFinFjlzheimerMsFdiseaseTFJournalaofaNeurologyma
NeurosurgeryaandaPsychiatryRF1997RF]YRFWVYS[ 5.5 9

91
jFclinicalRFelectrophysiologicRFneuropathologicRFandFgeneticFstudyFofFtwoFlargeFjlgerianFfamiliesF
withFanFautosomalFrecessiveFdemyelinatingFformFofFlharcotSvarieS–oothFdiseaseTFNeurologyRF1997RF
ZaRFa]7S7Y

6.5 61
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90 llinicalFandFmolecularFfeaturesFofFspinocerebellarFataxiaFtypeF]TFNeurologyRF1997RFZbRFWXZYS] 6.5 111

89 peneticFcomplexityFandFyarkinsonMsFdiseaseTFmeaneFuaboratoryFyarkinsonFmiseaseF~esearchFproupTF
ScienceRF1997RFX77RFYa7SadFauthorFreplyFYab 33.3 58

88
uinkageFdisequilibriumFbetweenFtheFspinocerebellarFataxiaFYUvachadoSsosephFdiseaseFmutationF
andFtwoFintragenicFpolymorphismsRFoneFofFwhichRFèY[béRFaffectsFtheFstopFcodonTFAmericanaJournala
ofaHumanaGeneticsRF1997RF]VRFW[ZaS[X

11 26

87 jFpreliminaryFstudyFonFearlyFonsetFschizophreniaFandFbipolarFdisordercFlargeFpolyglutamineF
expansionsFareFnotFinvolvedTFPsychiatryaResearchRF1997RF7XRFWZWSZ 9.9 18

86 lloningFofFtheF’lj7FgeneFrevealsFaFhighlyFunstableFljpFrepeatFexpansionTFNatureaGeneticsRF1997RF
W7RF][S7V 36.3 694

85 ’exSdependentFrearrangementsFresultingFinFlv–WjFandFqwyyTFNatureaGeneticsRF1997RFW7RFWY]S7 36.3 54

84 valadiesFparFexpansionFdeFpolyglutamineFmonnˆ'esFmolˆ'culairesFetFphysiopathologiquesTFJournalaofa
EngineeringaandaTechnologyaManagementanaJETnMRF1997RFWZRFZ7S]7 3.7

83 ~efinementFofFtheFlocusFforFautosomalFdominantFcerebellarFataxiaFtypeFrrFtoFchromosomeF
YpXWTWSWZTWTFHumanaGeneticsRF1997RFbbRFXX[SYX 6.3 23

82 llinicalFandFgeneticFanalysisFofFthreeFpermanFkindredsFwithFautosomalFdominantFcerebellarFataxiaF
typeFrFlinkedFtoFtheF’ljXFlocusTFJournalaofaNeurologyRF1997RFXZZRFX[]S]W 5.5 39

81 yatientsFhomozygousFforFtheFW7pWWTXFduplicationFinFlharcotSvarieS–oothFtypeFWjFdiseaseTFAnnalsa
ofaNeurologyRF1997RFZWRFWVZSa 9.4 44

80 mifferentialFdistributionFofFtheFnormalFandFmutatedFformsFofFhuntingtinFinFtheFhumanFbrainTFAnnalsa
ofaNeurologyRF1997RFZXRF7WXSb 9.4 43

79 ~ecurrentFpolyradiculoneuropathyFwithFtheFW7pWWTXFdeletionTFMuscleaandaNerveRF1997RFXVRFWWaZS] 3.4 23

78 lharcotSvarieS–oothFdiseaseFwithFintermediateFmotorFnerveFconductionFvelocitiescFcharacterizationF
ofFWZFlxYXFmutationsFinFY[FfamiliesTFHumanaMutationRF1997RFWVRFZZYS[X 4.7 57

77 rsFdifferentialFregulationFofFmitochondrialFtranscriptsFinFyarkinsonMsFdiseaseFrelatedFtoFapoptosishTF
JournalaofaNeurochemistryRF1997RF]aRFXVbaSWWV 6 17

76 lorrelationFbetweenFleftFventricularFhypertrophyFandFpjjFtrinucleotideFrepeatFlengthFinF
oriedreichMsFataxiaTFCirculationRF1997RFb[RFXXZ7Sb 16.7 64

75 qomozygosityFmappingFofFanFautosomalFrecessiveFformFofFdemyelinatingFlharcotSvarieS–oothF
diseaseFtoFchromosomeF[qXYSqYYTFHumanaMolecularaGeneticsRF1996RF[RFW]a[Sa 5.6 78

74 yhenotypeFofFautosomalFdominantFspasticFparaplegiaFlinkedFtoFchromosomeFXTFBrainRF1996RFWWbFNFytF
[ORFWZa7Sb] 11.2 73

73 jutosomalFdominantFcerebellarFataxiaFtypeFrFinFvartiniqueFNorenchFçestFrndiesOcFgeneticFanalysisFofF
threeFunrelatedF’ljXFfamiliesTFHumanaGeneticsRF1996RFb7RF]7WS] 6.3 9
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72 volecularFgeneticFanalysisFofFtheFW7pWWTXFregionFinFpatientsFwithFhereditaryFneuropathyFwithF
liabilityFtoFpressureFpalsiesFNqwyyOTFHumanaGeneticsRF1996RFb7RFX]SYZ 6.3 27

71 uaFmaladieFdeFlharcotSvarieS–oothTFAnnalesaDeaLhInstitutaPasteurapaActualitˆ'sRF1996RF7RFW7bSWa[ 0

70 oriedreichMsFataxiacFautosomalFrecessiveFdiseaseFcausedFbyFanFintronicFpjjFtripletFrepeatFexpansionTF
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