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306 xdiopathicI–ateIOnsetIrerebellarIptaxiaIQx–OrpRUIandIrerebellarIälusIηyndromeI2022UIacbbVaccY

305 romplexIhereditaryIperipheralIneuropathiesIcausedIbyInovelIvariantsIinImitochondrialVrelatedI
nuclearIgenesWWIJournaldofdNeurologyUI2022UIZ 5.5

304 TheI ovementIsisorderIηocietyIrriteriaIforItheIsiagnosisIofI ultipleIηystemIptrophyWWIMovementd
DisordersUI2022UI 7 19

303 pnIimmigrantIfamilyIwithIziiIamyotrophicIlateralIsclerosisXparkinsonismVdementiaIcomplexWI
NeurologicaldSciencesUI2021UIcbUIZcab 3.5 0

302 urequencyIofIu βZIäremutationIpllelesIinIäatientsIwithIUndiagnosedIrerebellarIptaxiaIandI
 ultipleIηystemIptrophyIinItheIyapaneseIäopulationWICerebellumUI2021UIZ 4.3 1

301 randesartanIpreventsIarteriopathyIprogressionIinIcerebralIautosomalIrecessiveIarteriopathyIwithI
subcorticalIinfarctsIandIleukoencephalopathyImodelWIJournaldofdClinicaldInvestigationUI2021UIZbZUI 15.9 3

300 rpvIrepeatVbindingIsmallImoleculeIimprovesImotorIcoordinationIimpairmentIinIaImouseImodelIofI
sentatorubralVpallidoluysianIatrophyWWINeurobiologydofdDiseaseUI2021UIZebUIZYdeYc 7.5 1

299
TargetedIdeepIsequencingIofIsNpIfromImultipleItissueItypesIimprovesItheIdiagnosticIrateIandI
revealsIaIhighlyIdiverseIphenotypeIofImosaicIneurofibromatosisItypeIaWIJournaldofdMedicaldGeneticsUI
2021UIdgUIfYZVfZZ

5.8 4

298 yuvenileIamyotrophicIlateralIsclerosisIwithIcomplexIphenotypesIassociatedIwithInovelImutationsWI
AmyotrophicdLateraldSclerosisdanddFrontotemporaldDegenerationUI2021UIaaUIdfeVdfg 3.6 4

297 qiallelicIvariantsIinIwäs–IcauseIpureIandIcomplicatedIhereditaryIspasticIparaplegiaWIBrainUI2021UI
ZccUIZcaaVZcbc 11.2 7

296 éuantitativeItvaluationIofIrerebellarIuunctionIinI ultipleIηystemIptrophyIwithITranscranialI
 agneticIηtimulationWICerebellumUI2021UIZ 4.3 2

295 pIβoleIofIpgingIinItheIärogressionIofIrorticalItxcitabilityIinIqenignIpdultIuamilialI yoclonusI
tpilepsyItypeIZIäatientsWIMovementdDisordersUI2021UIbeUIacceVaccg 7 1

294 –owIärevalenceIofINOTrwaN–rIvvrIβepeatItxpansionIinIWhiteIäatientsIwithI ovementI
sisordersWIMovementdDisordersUI2021UIbeUIadZVadd 7 11

293 veneticIspectrumIofIrharcotV arieVToothIdiseaseIassociatedIwithImyelinIproteinIzeroIgeneI
variantsIinIyapanWIClinicaldGeneticsUI2021UIhhUIbdhVbfd 4 6

292 ärematureIsaccadesiIpIdetailedIphysiologicalIanalysisWIClinicaldNeurophysiologyUI2021UIZbaUIebVfe 4.3 0

291 pdrenoleukodystrophyIsiblingsIwithIaInovelIpqrsZImissenseIvariantIpresentingIwithIphenotypicI
differencesiIaIcaseIreportIandIliteratureIreviewWIJournaldofdHumandGeneticsUI2021UIeeUIdbdVdbf 4.3 0

290 ηpliceVsiteImutationsIinIzxudpIinItheIyapaneseIcaseIseriesIofIamyotrophicIlateralIsclerosisWI
NeurogeneticsUI2021UIaaUIZZVZf 3 1
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289 –ossVofVfunctionIvariantsIinINtzZIareIassociatedIwithIanIincreasedIriskIofIsporadicIp–ηIinItheI
yapaneseIpopulationWIJournaldofdHumandGeneticsUI2021UIeeUIabfVacZ 4.3 3

288 w–pIgenotypeVclinicalIphenotypeIcorrelationsIinImultipleIsclerosisIandIneuromyelitisIopticaI
spectrumIdisordersIbasedIonIyapanI ηXN OηsIqiobankIdataWIScientificdReportsUI2021UIZZUIeYf 4.9 5

287 ηävhpIwithItheInewIoccurrenceIofIanIp–swZgpZImutationIinIaIr TZpIfamilyIwithIä äaaI
duplicationiIcaseIreportWIBMCdNeurologyUI2021UIaZUIec 3.1 0

286  ultipleIsystemIatrophyIvariantIwithIsevereIhippocampalIpathologyWIBraindPathologyUI2021UIeZbYYa 6 9

285 rlinicopathologicIueaturesIofIOculopharyngodistalI yopathyIWithI–βäZaIrvvIβepeatItxpansionsI
romparedIWithIOtherIOculopharyngodistalI yopathyIηubtypesWIJAMAdNeurologyUI2021UIfgUIgdbVgeb 17.2 6

284
ηevereIdilatedIcardiomyopathyIandIventricularIarrhythmiaIinIaIpatientIwithItmeryVsreifussI
muscularIdystrophyIharboringIaInovelIframeshiftImutationIinIt sWINeurologydanddClinicald
NeuroscienceUI2021UIhUIchY

0.3

283 rOéaIVbhbpIconfersIhighIriskIsusceptibilityIforImultipleIsystemIatrophyIinItastIpsianIpopulationWI
JournaldofdthedNeurologicaldSciencesUI2021UIcahUIZZfeab 3.2 2

282 βeliabilityIandIvalidityIofIyapaneseIversionIofIUnifiedI ultipleIηystemIptrophyIβatingIηcaleWI
NeurologydanddClinicaldNeuroscienceUI2021UIhUIZfZVZgY 0.3 0

281 rerebellarIptaxiaIasIaIrommonIrlinicalIäresentationIpssociatedIwithIsN TZIpWYdZZwIandIaIβeviewI
ofItheI–iteratureWIJournaldofdMoleculardNeuroscienceUI2021UIfZUIZfheVZgYZ 3.3

280 s sIexonIaIduplicationIdueItoIaIcomplexIgenomicIrearrangementIisIassociatedIwithIaIsomaticI
mosaicismWWINeuromusculardDisordersUI2021UI 2.9 0

279 pnIautopsyIcaseIofIvIgangliosidosisItypeIxxIinIaIpatientIwhoIsurvivedIaIlongIdurationIwithIartificialI
respiratoryIsupportWINeuropathologyUI2020UIcYUIbfhVbgg 2 0

278 pInovelImutationIinIpqrsZIgeneIinIaIuilipinoIpatientIwithIadultVonsetIXVlinkedIp–sWINeurologydandd
ClinicaldNeuroscienceUI2020UIgUIbahVbbZ 0.3

277 rlinicalIfeaturesIofIinheritedIneuropathyIwithIqηr–aImutationsIinIyapanWIJournaldofdthedPeripherald
NervousdSystemUI2020UIadUIZadVZbZ 4.7 1

276 pInovelImutationIinItheIgeneIinIaIyapaneseIpatientIwithIηävceiIpIcaseIreportWIENeurologicalSciUI
2020UIZhUIZYYabg 2.1 3

275 NeuronVspecificIanalysisIofIhistoneImodificationsIwithIpostVmortemIbrainsWIScientificdReportsUI2020UI
ZYUIbfef 4.9 3

274 xsolatedIseizureIasIinitialIpresentationIofIvpqpIreceptorIantibodyVassociatedIencephalitisWIJournald
ofdthedNeurologicaldSciencesUI2020UIcZYUIZZeeee 3.2 3

273 pdultVonsetIneuronalIintranuclearIinclusionIdiseaseImimickingIuragileIXVassociatedItremorVataxiaI
syndromeIinIethnicIrhineseIpatientsWIParkinsonismdanddRelateddDisordersUI2020UIfcUIadVaf 3.6 7

272 sNpIsequencingIandIotherImethodsIofIexonicIandIgenomicIanalysesI2020UIZYhVZaY
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271 VäηZbsVrelatedIdisordersIpresentingIasIaIpureIandIcomplicatedIformIofIhereditaryIspasticI
paraplegiaWIMoleculardGeneticsdkamp;dGenomicdMedicineUI2020UIgUIeZZYg 2.3 14

270 βituximabIimprovesInotIonlyIbackIstiffnessIbutIalsoIKstiffIeyesKIinIstiffIpersonIsyndromeiI
xmplicationsIforIimmuneVmediatedItreatmentWIJournaldofdthedNeurologicaldSciencesUI2020UIcYgUIZZedYe 3.2 1

269 pINovelIdeInovoIzxuZpI utationIinIaIäatientIwithIputismUIwyperactivityUItpilepsyUIηensoryI
sisturbanceUIandIηpasticIäaraplegiaWIInternaldMedicineUI2020UIdhUIgbhVgca 1.1 8

268 uamilialIdementiaIwithI–ewyIbodiesIwithIVäηZbrImutationsWIParkinsonismdanddRelateddDisordersUI
2020UIgZUIbZVbb 3.6 3

267
rlinicalIusefulnessIofImultigeneIscreeningIwithIphenotypeVdrivenIbioinformaticsIanalysisIforItheI
diagnosisIofIpatientsIwithImonogenicIdiabetesIorIsevereIinsulinIresistanceWIDiabetesdResearchdandd
ClinicaldPracticeUI2020UIZehUIZYgceZ

7.4 1

266 xdentificationIofIaInovelImutationIinIassociatedIwithIaIcomplicatedIformIofIhereditaryIspasticI
paraplegiaWINeurology:dGeneticsUI2020UIeUIedZc 3.8 7

265 pIyapaneseIfamilyIwithIprimaryIfamilialIbrainIcalcificationIpresentingIwithIparoxysmalIkinesigenicI
dyskinesiaIVIpIcomprehensiveImutationalIanalysisWIJournaldofdthedNeurologicaldSciencesUI2020UIcZgUIZZfYhZ3.2 2

264 pdvancesIinIrepeatIexpansionIdiseasesIandIaInewIconceptIofIrepeatImotifVphenotypeIcorrelationWI
CurrentdOpiniondindGeneticsdanddDevelopmentUI2020UIedUIZfeVZgd 4.9 11

263 rlinicalIefficacyIofIhaematopoieticIstemIcellItransplantationIforIadultIadrenoleukodystrophyWIBraind
CommunicationsUI2020UIaUIfczYcg 4.5 8

262 soIeyeImovementsIKageKIearlierIinIprogerianWIClinicaldNeurophysiologyUI2020UIZbZUIZgbdVZgbe 4.3

261 romprehensiveIinvestigationIofIβNuaZbInonsynonymousIvariantsIassociatedIwithIintracranialI
arteryIstenosisWIScientificdReportsUI2020UIZYUIZZhca 4.9 5

260
uirstIβeportIofI ultidrugVβesistantIrarbapenemaseVäroducingIqacteriaIroharboringIpssociatedI
withIβespiratoryIsiseaseIromplexIinIäetsiIäotentialIofIpnimalVwumanITransmissionWIAntimicrobiald
AgentsdanddChemotherapyUI2020UIedUI

5.9 8

259 rlinicalIrharacteristicsIofINeuronalIxntranuclearIxnclusionIsiseaseVβelatedIβetinopathyIWithIrvvI
βepeatItxpansionsIinItheINOTrwaN–rIveneI2020UIeZUIaf 7

258 ηelectiveIimpairmentIofIOnVreadingIQrhineseVstyleIpronunciationRIinIalexiaIwithIagraphiaIforIkanjiI
dueItoIsubcorticalIhemorrhageIinItheIleftIposteriorImiddleItemporalIgyrusWINeurocaseUI2020UIaeUIaaYVaae0.8 3

257 rNVIanalysisIusingIwholeIexomeIsequencingIidentifiedIbiallelicIrNVsIofIVäηZbqIinIsiblingsIwithI
intellectualIdisabilityWIEuropeandJournaldofdMedicaldGeneticsUI2020UIebUIZYbeZY 2.6 9

256 NovelIvariantIinIaIyapaneseIpatientIwithIidiopathicIbasalIgangliaIcalcificationVZIQxqvrZRIassociatedI
withIdopaVresponsiveIparkinsonismWIHumandGenomedVariationUI2019UIeUIcc 1.8 1

255 UqpäZImutationsIcauseIjuvenileVonsetIhereditaryIspasticIparaplegiasIQηävgYRIandIimpairIUqpäZI
targetingItoIendosomesWIJournaldofdHumandGeneticsUI2019UIecUIZYddVZYed 4.3 9

254 OxygenIconsumptionIrateIforIevaluationIofIrOéaIvariantsIassociatedIwithImultipleIsystemI
atrophyWINeurogeneticsUI2019UIaYUIdZVda 3 0
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253 ptaxicIphenotypeIwithIalteredIrabWZIchannelIpropertyIinIaImouseImodelIforIspinocerebellarIataxiaI
caWINeurobiologydofdDiseaseUI2019UIZbYUIZYcdZe 7.5 15

252 pIcritiqueIofItheIsecondIconsensusIcriteriaIforImultipleIsystemIatrophyWIMovementdDisordersUI2019UI
bcUIhfdVhgc 7 44

251 uunctionalIevaluationIofIäsvuqVvariantsIinIidiopathicIbasalIgangliaIcalcificationUIusingI
patientVderivedIiäηIcellsWIScientificdReportsUI2019UIhUIdehg 4.9 5

250 rhronicIcerebralIhypoperfusionIshiftsItheIequilibriumIofIamyloidI˛†IoligomersItoIaggregationVproneI
speciesIwithIhigherImolecularIweightWIScientificdReportsUI2019UIhUIagaf 4.9 21

249
pssociationIofIpTXNaIintermediateVlengthIrpvIrepeatsIwithIamyotrophicIlateralIsclerosisI
correlatesIwithItheIdistributionsIofInormalIrpvIrepeatIallelesIamongIindividualIethnicIpopulationsWI
NeurogeneticsUI2019UIaYUIedVfZ

3 1

248 ärominentIηpasticityIandIwyperreflexiaIofItheI–egsIinIaINepaleseIäatientIwithIuriedreichIptaxiaWI
InternaldMedicineUI2019UIdgUIagedVageh 1.1

247 NoncodingIrvvIrepeatIexpansionsIinIneuronalIintranuclearIinclusionIdiseaseUIoculopharyngodistalI
myopathyIandIanIoverlappingIdiseaseWINaturedGeneticsUI2019UIdZUIZaaaVZaba 36.3 132

246 xncreasedIfacilitationIofItheIprimaryImotorIcortexIinIdeInovoIäarkinsonPsIdiseaseWIParkinsonismdandd
RelateddDisordersUI2019UIeeUIZadVZah 3.6 12

245 xntronicIpTTTrIrepeatIexpansionsIinIηTpβsfIinIfamilialIadultImyoclonicIepilepsyIlinkedItoI
chromosomeIaWINaturedCommunicationsUI2019UIZYUIchaY 17.4 48

244 NeuroimagingUIgeneticUIandIenzymaticIstudyIinIaIyapaneseIfamilyIwithIaIvqpIgrossIdeletionWI
ParkinsonismdanddRelateddDisordersUI2019UIeZUIdfVeb 3.6 4

243 TheInovelImutationIofIgeneIasItheIcauseIforIηpasticIparaplegiaIbYIinIaIyapaneseIcaseWI
ENeurologicalSciUI2019UIZcUIbcVbf 2.1 14

242 pInovelIhomozygousImutationIofItheITuvIgeneIinIaIpatientIwithIearlyIonsetIspasticIparaplegiaIandI
laterIonsetIsensorimotorIpolyneuropathyWIJournaldofdHumandGeneticsUI2019UIecUIZfZVZfe 4.3 3

241 qurdenIofIrareIvariantsIinIcausativeIgenesIforIamyotrophicIlateralIsclerosisIQp–ηRIacceleratesIageIatI
onsetIofIp–ηWIJournaldofdNeurologyrdNeurosurgerydanddPsychiatryUI2019UIhYUIdbfVdca 5.5 15

240 ä–paveVassociatedIneurodegenerationIpresentingIasIaIcomplicatedIformIofIhereditaryIspasticI
paraplegiaWIJournaldofdHumandGeneticsUI2019UIecUIddVdh 4.3 11

239 txpansions´ of´ intronicITTTrpIandITTTTpIrepeatsIinIbenignIadultIfamilialImyoclonicIepilepsyWINatured
GeneticsUI2018UIdYUIdgZVdhY 36.3 152

238 ηafetyIandIefficacyIofIeculizumabIinIvuillainVqarrˆ'IsyndromeiIaImulticentreUIdoubleVblindUI
randomisedIphaseIaItrialWILancetdNeurologyrdTheUI2018UIZfUIdZhVdah 24.1 72

237 NoInovelUIhighIpenetrantIgeneImightIremainItoIbeIfoundIinIyapaneseIpatientsIwithIunknownI
 OsYWIJournaldofdHumandGeneticsUI2018UIebUIgaZVgah 4.3 1

236 pmnionlessVmediatedIglycosylationIisIcrucialIforIcellIsurfaceItargetingIofIcubilinIinIrenalIandI
intestinalIcellsWIScientificdReportsUI2018UIgUIabdZ 4.9 14
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235 rlinicalIandIgeneticIfeaturesIofIrharcotV arieVToothIdiseaseIauIandIhereditaryImotorIneuropathyI
aqIinIyapanWIJournaldofdthedPeripheraldNervousdSystemUI2018UIabUIcYVcg 4.7 8

234 rilostazolIalleviatesIwhiteImatterIdegenerationIcausedIbyIchronicIcerebralIhypoperfusionIinImiceiI
xmplicationIofIitsImechanismIfromIgeneIexpressionIanalysisWINeurosciencedLettersUI2018UIeeaUIacfVada 3.3 10

233 urequencyIandIcharacteristicsIofItheITqzZIgeneIvariantsIinIyapaneseIpatientsIwithIsporadicI
amyotrophicIlateralIsclerosisWINeurobiologydofdAgingUI2018UIecUIZdgWeZdVZdgWeZh 5.6 8

232  utationsIinIrOpfIcauseIspinocerebellarIataxiaIwithIaxonalIneuropathyWIBrainUI2018UIZcZUIZeaaVZebe 11.2 27

231 pIwomozygousI–p paI utationIofIcWgZgvmpIrausedIäartialI erosinIseficiencyIinIaIyapaneseI
äatientWIInternaldMedicineUI2018UIdfUIgffVgga 1.1 6

230 puthorsPIreplyItoItheIsrsWIuinstererIandIZarroukV ahjoubPsIcommentsIforIourIcaseIreportWI
InternationaldJournaldofdCardiologyUI2018UIadcUIaea 3.2

229
 olecularIepidemiologicalIstudyIofIfamilialIamyotrophicIlateralIsclerosisIinIyapaneseIpopulationIbyI
wholeVexomeIsequencingIandIidentificationIofInovelIwNβNäpZImutationWINeurobiologydofdAgingUI
2018UIeZUIaddWehVaddWeZe

5.6 22

228 NovelIseINovoIzrNsbI utationIinIaIyapaneseIäatientIwithIxntellectualIsisabilityUIrerebellarI
ptaxiaUI yoclonusUIandIsystoniaWICerebellumUI2018UIZfUIabfVaca 4.3 11

227 xntronicIpentanucleotideITTTrpIrepeatIinsertionIinItheIηp sZaIgeneIcausesIfamilialIcorticalI
myoclonicItremorIwithIepilepsyItypeIZWIBrainUI2018UIZcZUIaagYVaagg 11.2 45

226 soesItheIrlockITickIηlowerIorIuasterIinIäarkinsonPsIsiseasenIVIxnsightsIvainedIuromItheI
ηynchronizedITappingITaskWIFrontiersdindPsychologyUI2018UIhUIZZfg 3.4 7

225 OpticIneuropathyIandIdecorticateVlikeIpostureIasIpresentingIsymptomsIofIqickerstaffPsIbrainstemI
encephalitisiIpIcaseIreportIandIliteratureIreviewWIClinicaldNeurologydanddNeurosurgeryUI2018UIZfbUIZdhVZea2 1

224 ypηäpriIyapanIηpasticIäaraplegiaIβesearchIronsortiumWIBraindSciencesUI2018UIgUI 3.4 23

223 pnIputopsyIraseIofIuamilialINeuronalIxntranuclearIxnclusionIsiseaseIwithIsementiaIandI
NeuropathyWIInternaldMedicineUI2018UIdfUIbcdhVbcea 1.1 13

222 segenerationIofItheIηubstantiaINigraIuollowingIxpsilateralIηtriatalIxnfarctionWIInternaldMedicineUI
2018UIdfUIfefVfeg 1.1

221  ethylationIchangesIandIaberrantIexpressionIofIuvuβbIinI–ewyIbodyIdiseaseIneuronsWIBraind
ResearchUI2018UIZehfUIdhVee 3.7 4

220 NovelImutationsIinItheIp–swZgpZIgeneIinIcomplicatedIhereditaryIspasticIparaplegiaIwithI
cerebellarIataxiaIandIcognitiveIimpairmentWIJournaldofdHumandGeneticsUI2018UIebUIZYYhVZYZb 4.3 12

219 TheIpathogenesisIlinkedItoIcoenzymeIéZYIinsufficiencyIinIiäηrVderivedIneuronsIfromIpatientsIwithI
multipleVsystemIatrophyWIScientificdReportsUI2018UIgUIZcaZd 4.9 30

218 tffectIofIsubthalamicInucleusIdeepIbrainIstimulationIonIvisualIscanningWIClinicaldNeurophysiologyUI
2018UIZahUIacaZVacba 4.3 1
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217
ηimultaneousIdetectionIofIreducedIandIoxidizedIformsIofIcoenzymeIéZYIinIhumanIcerebralIspinalI
fluidIasIaIpotentialImarkerIofIoxidativeIstressWIJournaldofdClinicaldBiochemistrydanddNutritionUI2018UI
ebUIaYdVaZY

3.1 1

216 wxVIsementiaIwithIaIsecreasedIrardiacIxVmetaiodobenzylguanidineIUptakeI asqueradingIasI
sementiaIwithI–ewyIqodiesWIInternaldMedicineUI2018UIdfUIbYYfVbYZY 1.1 3

215 wostI xrpIäolymorphismIasIaIäotentialIäredictiveI arkerIinIβesponseItoIrhemotherapyIforI
rolorectalI–iverI etastasesWIDigestivedDiseasesUI2018UIbeUIcbfVccd 3.2 2

214 ηrpcaImutationIanalysisIinIaIcaseIseriesIofIyapaneseIpatientsIwithIspinocerebellarIataxiaWIJournald
ofdHumandGeneticsUI2017UIeaUIgdfVgdh 4.3 19

213 xdentificationIofIcandidateIgenesIinvolvedIinItheIetiologyIofIsporadicITouretteIsyndromeIbyIexomeI
sequencingWIAmericandJournaldofdMedicaldGeneticsdPartdB:dNeuropsychiatricdGeneticsUI2017UIZfcUIfZaVfab 3.5 13

212 TacrolimusVxnducedIβeversibleIrerebralIVasoconstrictionIηyndromeIwithIselayedI ultiVηegmentalI
VasoconstrictionWIJournaldofdStrokedanddCerebrovasculardDiseasesUI2017UIaeUIefdVeff 2.8 10

211 puthorsPIresponseItoIKrompoundIheterozygousIuukutinImutationVrelatedInonVcompactionKIbyI
uinstererIandIZarroukV ahjoubWIInternationaldJournaldofdCardiologyUI2017UIabbUIZYa 3.2

210
ptaxicIformIofIautosomalIrecessiveIätXZYVrelatedIperoxisomeIbiogenesisIdisordersIwithIaInovelI
compoundIheterozygousIgeneImutationIandIcharacteristicIclinicalIphenotypeWIJournaldofdthed
NeurologicaldSciencesUI2017UIbfdUIcacVcah

3.2 7

209 ηlowlyIprogressiveIdVbifunctionalIproteinIdeficiencyIwithIsurvivalItoIadulthoodIdiagnosedIbyI
wholeVexomeIsequencingWIJournaldofdthedNeurologicaldSciencesUI2017UIbfaUIeVZY 3.2 8

208 plteredIexpressionIofIrrbaIinIpodocytesIexpandsIaIvariationIofIrβqaImutationsIinIsteroidVresistantI
nephroticIsyndromeWIPediatricdNephrologyUI2017UIbaUIgYZVgYh 3.2 7

207 TqrsImayIbeIaIcausalIgeneIinIprogressiveIneurodegenerativeIencephalopathyIwithIatypicalI
infantileIspinalImuscularIatrophyWIJournaldofdHumandGeneticsUI2017UIeaUIcfbVcgY 4.3 11

206
NeuronVspecificImethylomeIanalysisIrevealsIepigeneticIregulationIandItauVrelatedIdysfunctionIofI
qβrpZIinIplzheimerPsIdiseaseWIProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesd
ofdAmericaUI2017UIZZcUIthecdVthedc

11.5 52

205 sevelopmentIofIaInovelIsystemItoIquantifyItheIspatialâ��temporalIparametersIforIcrutchVassistedI
quadrupedalIgaitWIAdvanceddRoboticsUI2017UIbZUIgYVgf 1.7 2

204 ηtructuralIqasisIandIvenotypeVähenotypeIrorrelationsIofIxNηβI utationsIrausingIηevereIxnsulinI
βesistanceWIDiabetesUI2017UIeeUIafZbVafab 0.9 14

203 rlinicopathologicIfeaturesIofImyositisIpatientsIwithIrsgV wrVZIcomplexIpathologyWINeurologyUI
2017UIghUIZYeYVZYeg 6.5 14

202 äartialIduplicationIofIcausesIminifascicularIneuropathyiIpInovelImutationIdetectionIofWIAnnalsdofd
ClinicaldanddTranslationaldNeurologyUI2017UIcUIcZdVcaZ 5.3 10

201 ThreeVYearIuollowVUpIofIwighVsoseIUbiquinolIηupplementationIinIaIraseIofIuamilialI ultipleI
ηystemIptrophyIwithIrompoundIweterozygousIrOéaI utationsWICerebellumUI2017UIZeUIeecVefa 4.3 24

200 rlinicalIandIgeneticIdiversitiesIofIrharcotV arieVToothIdiseaseIwithI uNaImutationsIinIaIlargeIcaseI
studyWIJournaldofdthedPeripheraldNervousdSystemUI2017UIaaUIZhZVZhh 4.7 19
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199 ηuccessfulImanagementIofIchronicImyeloidIleukemiaIwithIaIcomplicationIofIantiVηβäI
antibodyVassociatedImyopathyWILeukemiadanddLymphomaUI2017UIdgUIZacaVZacd 1.9 0

198 wumanIgeneticIvariationIdatabaseUIaIreferenceIdatabaseIofIgeneticIvariationsIinItheIyapaneseI
populationWIJournaldofdHumandGeneticsUI2016UIeZUIdcfVdb 4.3 212

197 älasmaIroenzymeIéZYI–evelsIandI ultipleIηystemIptrophyVβeplyWIJAMAdNeurologyUI2016UIfbUIZchhVZdYY17.2 3

196  odelingIneurologicalIdiseasesIwithIinducedIpluripotentIcellsIreprogrammedIfromIimmortalizedI
lymphoblastoidIcellIlinesWIMoleculardBrainUI2016UIhUIgg 4.5 15

195 rrNuImutationsIinIamyotrophicIlateralIsclerosisIandIfrontotemporalIdementiaWINatured
CommunicationsUI2016UIfUIZZadb 17.4 126

194 pssessingIrellVtoVrellIsNpI ethylationIVariabilityIonIxndividualI–ongIβeadsWIScientificdReportsUI2016
UIeUIaZbZf 4.9 9

193 NextVgenerationIsequencingIofIagIp–ηVrelatedIgenesIinIaIyapaneseIp–ηIcohortWINeurobiologydofd
AgingUI2016UIbhUIaZhWeZVg 5.6 42

192 venomicI–andscapeIofItsophagealIηquamousIrellIrarcinomaIin´ aIyapaneseIäopulationWI
GastroenterologyUI2016UIZdYUIZZfZVZZga 13.3 195

191 äersistentIpainIasIaInonVmotorIsymptomIinIcorticobasalIsyndromeWIJournaldofdClinicaldNeuroscienceUI
2016UIahUIbdVf 2.2 1

190 βecoveredIrecallImemoryIafterIdecompressionIofItheIfornixIbyIsurgicalIremovalIofIpinealItumorWI
NeurologyUI2016UIgeUIfhYVZ 6.5 4

189 pdultIonsetIictalIaphasiaIwithIepilepticIdischargesIinIqrocaPsIandIWernickePsIareasWIClinicald
NeurophysiologyUI2016UIZafUIZfdcVZfde 4.3 1

188 pIrapidIfunctionalIdeclineItypeIofIamyotrophicIlateralIsclerosisIisIlinkedItoIlowIexpressionIofITTNWI
JournaldofdNeurologyrdNeurosurgerydanddPsychiatryUI2016UIgfUIgdZVg 5.5 20

187 tlevatedIηerumIUricIpcidI–evelsIpreIβelatedItoIrognitiveIseteriorationIinIanItlderlyIyapaneseI
äopulationWIDementiadanddGeriatricdCognitivedDisordersdExtraUI2016UIeUIdgYVdgg 2.5 2

186
pIärospectiveUI ulticenterUIβandomizedIähaseIxxIηtudyItoItvaluateItheItfficacyIandIηafetyIofI
tculizumabIinIäatientsIwithIvuillainVqarrˆ'IηyndromeIQvqηRiIärotocolIofIyapaneseItculizumabITrialI
forIvqηIQytTVvqηRWIJMIRdResearchdProtocolsUI2016UIdUIeaZY

2 17

185 älasmaIroenzymeIéZYI–evelsIinIäatientsIWithI ultipleIηystemIptrophyWIJAMAdNeurologyUI2016UIfbUIhffVgY17.2 24

184 rancerIassociationIasIaIriskIfactorIforIantiVw vrβIantibodyVpositiveImyopathyWINeurology:d
NeuroimmunologydanddNeuroInflammationUI2016UIbUIeahY 9.1 49

183 txomeIsequencingIrevealsIaInovelImissenseImutationIinItheIzxppYZheIgeneIinIaIyapaneseIpatientI
withIηävgWIClinicaldNeurologydanddNeurosurgeryUI2016UIZccUIbeVg 2 5

182 TubularIaggregateImyopathyIcausedIbyIaInovelImutationIinItheIcytoplasmicIdomainIofIηTx ZWI
Neurology:dGeneticsUI2016UIaUIedY 3.8 18
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181 ptypicalIparkinsonismIcausedIbyIäroZYd–euImutationIofIprionIproteiniIpIbroadIclinicalIspectrumWI
Neurology:dGeneticsUI2016UIaUIecg 3.8 10

180 qxNZIregulatesIqprtZIintracellularItraffickingIandIamyloidV˛†IproductionWIHumandMoleculardGenetics
UI2016UIadUIahcgVahdg 5.6 52

179 pgxniImeasuringItheIlandscapeIofIrpvImethylationIofIindividualIrepetitiveIelementsWIBioinformaticsUI
2016UIbaUIahZZVh 7.2 22

178 uukutinIgeneImutationsIthatIcauseIleftIventricularInoncompactionWIInternationaldJournaldofd
CardiologyUI2016UIaaaUIfafVfah 3.2 13

177  utationsIinI  tIcauseIanIautosomalVrecessiveIrharcotV arieVToothIdiseaseItypeIaWIAnnalsdofd
NeurologyUI2016UIfhUIedhVfa 9.4 53

176 NovelIrO–epaImutationIinIaIcaseIofIlimbIgirdleImuscularIdystrophyIphenotypeIwithIautosomalI
recessiveIinheritanceWINeurologydanddClinicaldNeuroscienceUI2016UIcUIZghVZhZ 0.3

175 pINovelI utationIinIt–OV–cI–eadingItoIηpinocerebellarIptaxiaIQηrpRIWithItheIwotIrrossIqunIηignI
butI–ackingItrythrokeratodermiaiIpIqroadenedIηpectrumIofIηrpbcWIJAMAdNeurologyUI2015UIfaUIfhfVgYd 17.2 53

174 VariantsIassociatedIwithIvaucherIdiseaseIinImultipleIsystemIatrophyWIAnnalsdofdClinicaldandd
TranslationaldNeurologyUI2015UIaUIcZfVae 5.3 76

173 TheIfirstIyapaneseIfamilialIcaseIofIspinocerebellarIataxiaIabIwithIaInovelImutationIinItheIäsYNI
geneWIParkinsonismdanddRelateddDisordersUI2015UIaZUIbbaVc 3.6 7

172 tpidemiologyIandImolecularImechanismIofIfrontotemporalIlobarIdegenerationXamyotrophicIlateralI
sclerosisIwithIrepeatIexpansionImutationIinIrhorffaWIJournaldofdNeurogeneticsUI2015UIahUIgdVhc 1.6 14

171 pIsystematicIimmunoprecipitationIapproachIreinforcesItheIconceptIofIcommonIconformationalI
alterationsIinIamyotrophicIlateralIsclerosisVlinkedIηOsZImutantsWINeurobiologydofdDiseaseUI2015UIgaUIcfgVcge7.5 7

170 pccumulationIofItransportinIZIinItheIfusedIinIsarcomaVpositiveIneuronalIinclusionsIinIsporadicI
amyotrophicIlateralIsclerosisIwithoutIuUηImutationWINeurologydanddClinicaldNeuroscienceUI2015UIbUIZhcVZhe0.3

169 TheIbVsecondIruleIinIhereditaryIpureIcerebellarIataxiaiIaIsynchronizedItappingIstudyWIPLoSdONEUI
2015UIZYUIeYZZgdha 3.7 10

168 sNpIηequencingIandIOtherI ethodsIofItxonicIandIvenomicIpnalysesI2015UIffVgd

167  odulationIofIerrorVsensitivityIduringIaIprismIadaptationItaskIinIpeopleIwithIcerebellarI
degenerationWIJournaldofdNeurophysiologyUI2015UIZZcUIaceYVfZ 3.2 29

166 NovelImutationsIinItheIäNä–peIgeneIinIqoucherVNeuhˆ⁄userIsyndromeWIJournaldofdHumandGeneticsUI
2015UIeYUIaZfVaY 4.3 12

165 pdultVonsetIvanishingIwhiteImatterIdiseaseIwithInovelImissenseImutationsIinIaIsubunitIofI
translationalIregulatorUItxuaqcWIClinicaldGeneticsUI2015UIggUIcYZVb 4 4

164
βecurrentIcerebralIaneurysmIformationIandIruptureIwithinIaIshortIperiodIdueItoIinvasiveI
aspergillosisIofItheInasalIsinusjIpathologicalIanalysisIofItheIcatastrophicIclinicalIcourseWI
InternationaldJournaldofdClinicaldanddExperimentaldPathologyUI2015UIgUIZbdZYVaa

1.4 6

(2015-2016)
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163 TriadVconditioningItranscranialImagneticIstimulationIinIäarkinsonPsIdiseaseWIBraindStimulationUI2014UI
fUIfcVh 5.1 6

162 txomeIsequencingIshowsIaInovelIdeInovoImutationIinIpT–ZWINeurologydanddClinicaldNeuroscienceUI
2014UIaUIZVc 0.3 2

161  odulationIofItheIageIatIonsetIinIspinocerebellarIataxiaIbyIrpvItractsIinIvariousIgenesWIBrainUI2014
UIZbfUIacccVdd 11.2 108

160  olecularIepidemiologyIandIclinicalIspectrumIofIhereditaryIspasticIparaplegiaIinItheIyapaneseI
populationIbasedIonIcomprehensiveImutationalIanalysesWIJournaldofdHumandGeneticsUI2014UIdhUIZebVfa 4.3 38

159 venomicIaspectsIofIsporadicIneurodegenerativeIdiseasesWIBiochemicaldanddBiophysicaldResearchd
CommunicationsUI2014UIcdaUIaaZVd 3.4 16

158 pIbVyearIcohortIstudyIofItheInaturalIhistoryIofIspinocerebellarIataxiaItypeIeIinIyapanWIOrphanetd
JournaldofdRaredDiseasesUI2014UIhUIZZg 4.2 24

157 putosomalVrecessiveIcomplicatedIspasticIparaplegiaIwithIaInovelIlysosomalItraffickingIregulatorI
geneImutationWIJournaldofdNeurologyrdNeurosurgerydanddPsychiatryUI2014UIgdUIZYacVg 5.5 17

156 pbadiePsIsignIinIadrenomyeloneuropathyWIJournaldofdthedNeurologicaldSciencesUI2014UIbcYUIacdVe 3.2

155 äZVYfgiIqxNZIβtvU–pTtηIqprtZITβpuuxrzxNvIpNsIpqIäβOsUrTxONI2014UIZYUIäbbZVäbba 1

154 –ateVonsetIspasticIataxiaIphenotypeIinIaIpatientIwithIaIhomozygousIsswsaImutationWIScientificd
ReportsUI2014UIcUIfZba 4.9 16

153  utantIrOéaIinImultipleVsystemIatrophyWINewdEnglanddJournaldofdMedicineUI2014UIbfZUIgaVb 59.2 62

152 TreatableIchoreaIassociatedIwithIpolycythemiaIveraWINeurologydanddClinicaldNeuroscienceUI2014UIaUIhYVhZ 0.3

151 ηensorimotorIneuropathyIinIlateVonsetIzrabbeIdiseaseIprogressingIoverIcY´ yearsIafterIonsetWI
NeurologydanddClinicaldNeuroscienceUI2014UIaUIZZcVZZe 0.3

150 βapidIdetectionIofIexpandedIshortItandemIrepeatsIinIpersonalIgenomicsIusingIhybridIsequencingWI
BioinformaticsUI2014UIbYUIgZdVaa 7.2 50

149 tvaluationIofIη–raYpaImutationsIthatIcauseIidiopathicIbasalIgangliaIcalcificationIinIyapanWI
NeurologyUI2014UIgaUIfYdVZa 6.5 61

148 UnilateralIopercularIinfarctionIpresentingIwithIuoixVrhavanyV arieIηyndromeWIJournaldofdStrokedandd
CerebrovasculardDiseasesUI2014UIabUIZfhVgZ 2.8 15

147 sifferentialIeffectIofIwsprbIonIcytoplasmicIandInuclearIhuntingtinIaggregatesWIPLoSdONEUI2014UIhUIeZZZaff3.7 14

146 TopVdownIbutInotIbottomVupIvisualIscanningIisIaffectedIinIhereditaryIpureIcerebellarIataxiaWIPLoSd
ONEUI2014UIhUIeZZeZgZ 3.7 4
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145 tβqqcImutationsIthatIdisruptItheIneuregulinVtrbqcIpathwayIcauseIamyotrophicIlateralIsclerosisI
typeIZhWIAmericandJournaldofdHumandGeneticsUI2013UIhbUIhYYVd 11 95

144 pnIopenItrialIofIlongVtermItestosteroneIsuppressionIinIspinalIandIbulbarImuscularIatrophyWIMuscled
anddNerveUI2013UIcfUIgZeVaa 3.4 6

143 tffectsIofIacidicIphospholipidsIonIantigangliosideIantibodiesIinIvuillainâ��qarrˆ'IsyndromeiIβoleIofI
theIdisialosylIresidueWIClinicaldanddExperimentaldNeuroimmunologyUI2013UIcUIfYVfc 0.4 3

142 Ocâ��Yeâ��YdiIηOβ–ZIisIgeneticallyIassociatedIwithIlateVonsetIplzheimerPsIdiseaseIinIyapaneseUI
zoreansIandIraucasiansI2013UIhUIäehbVäehc 1

141 βecurrentIzbtImutationIinIruXZnIsuperoxideIdismutaseIgeneIassociatedIwithIamyotrophicIlateralI
sclerosisWIAmyotrophicdLateraldSclerosisdanddFrontotemporaldDegenerationUI2013UIZcUIeYgVZc 3.6 6

140 TheIneurogenomicsIviewIofIneurologicalIdiseasesWIJAMAdNeurologyUI2013UIfYUIeghVhc 17.2 14

139 uamilialIamyotrophicIlateralIsclerosisIwithInovelIpcsIηOsZImutationIwithIlateIageIatIonsetIandI
rapidIprogressiveIcourseWINeurologydanddClinicaldNeuroscienceUI2013UIZUIcdVcf 0.3 8

138  onitoringIdailyIlifeIactivityIshowsIlessIactivityIamongIfemaleIdementiaIpatientsWINeurologydandd
ClinicaldNeuroscienceUI2013UIZUIhZVhd 0.3 2

137 xdiopathicI–ateIOnsetIrerebellarIptaxiaIQx–OrpRUIandIrerebellarIplusIηyndromeI2013UIaZcbVaZdY

136 urequencyIofItheIrhorffaIhexanucleotideIrepeatIexpansionIinIpatientsIwithIamyotrophicIlateralI
sclerosisIandIfrontotemporalIdementiaiIaIcrossVsectionalIstudyWILancetdNeurologyrdTheUI2012UIZZUIbabVbY 24.1 830

135
sβä–pItransgenicImouseIsubstrainsIcarryingIsingleIcopyIofIfullVlengthImutantIhumanIsβä–pIgeneI
withIvariableIsizesIofIexpandedIrpvIrepeatsIexhibitIrpvIrepeatIlengthVIandIageVdependentI
changesIinIbehavioralIabnormalitiesIandIgeneIexpressionIprofilesWINeurobiologydofdDiseaseUI2012UI
ceUIbbeVdY

7.5 20

134 xncreasedIgeneIdosageIofImyelinIproteinIzeroIcausesIrharcotV arieVToothIdiseaseWIAnnalsdofd
NeurologyUI2012UIfZUIgcVha 9.4 28

133
rηuZβImutationsIidentifiedIinIthreeIfamiliesIwithIautosomalIdominantlyIinheritedI
leukoencephalopathyWIAmericandJournaldofdMedicaldGeneticsdPartdB:dNeuropsychiatricdGeneticsUI2012UI
ZdhqUIhdZVf

3.5 29

132 rlinicalIfeaturesIandIhaplotypeIanalysisIofInewlyIidentifiedIyapaneseIpatientsIwithIgelsolinVrelatedI
familialIamyloidosisIofIuinnishItypeWINeurogeneticsUI2012UIZbUIabfVcb 3 13

131 pInovelImonoclonalIantibodyIrevealsIaIconformationalIalterationIsharedIbyIamyotrophicIlateralI
sclerosisVlinkedIηOsZImutantsWIAnnalsdofdNeurologyUI2012UIfaUIfbhVch 9.4 53

130
pberrantIexpressionIofImyogeninIinIinclusionIbodyImyositisiIxmmunohistochemicalIstudiesIofI
transcriptionIfactorsIregulatingImyogenesisIinIinflammatoryImyopathiesWIClinicaldanddExperimentald
NeuroimmunologyUI2012UIbUIZahVZbf

0.4

129 TheITβzVfusedIgeneIisImutatedIinIhereditaryImotorIandIsensoryIneuropathyIwithIproximalI
dominantIinvolvementWIAmericandJournaldofdHumandGeneticsUI2012UIhZUIbaYVh 11 76

128  utationalIanalysisIofIfamilialIandIsporadicIamyotrophicIlateralIsclerosisIwithIOäTNImutationsIinI
yapaneseIpopulationWIAmyotrophicdLateraldSclerosisdanddOtherdMotordNeurondDisordersUI2012UIZbUIdeaVe 16

(2012-2013)
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127 rhOβufaIrepeatIexpansionIinIamyotrophicIlateralIsclerosisIinItheIziiIpeninsulaIofIyapanWIArchivesdofd
NeurologyUI2012UIehUIZZdcVg 77

126 pIhomozygousImutationIofIrZaorfedIcausesIspasticIparaplegiaIwithIopticIatrophyIandIneuropathyI
QηävddRWIJournaldofdMedicaldGeneticsUI2012UIchUIfffVgc 5.8 66

125 sentatorubralVpallidoluysianIatrophyWIHandbookdofdClinicaldNeurologydudEditeddBydPdJdVinkendanddGdWd
BruynUI2012UIZYbUIdgfVhc 3 50

124
txomeIsequencingIrevealsIaIhomozygousIηYTZcImutationIinIadultVonsetUIautosomalVrecessiveI
spinocerebellarIataxiaIwithIpsychomotorIretardationWIAmericandJournaldofdHumandGeneticsUI2011UI
ghUIbaYVf

11 60

123
xdentificationIofInovelIηNäsIofIpqrsZUIpqrsaUIpqrsbUIandIpqrscIgenesIinIpatientsIwithIXVlinkedI
adrenoleukodystrophyIQp–sRIbasedIonIcomprehensiveIresequencingIandIassociationIstudiesIwithI
p–sIphenotypesWINeurogeneticsUI2011UIZaUIcZVdY

3 25

122 äosteriorIcolumnIataxiaIwithIretinitisIpigmentosaIinIaIyapaneseIfamilyIwithIaInovelImutationIinI
u–VrβZWINeurogeneticsUI2011UIZaUIZZfVaZ 3 31

121 pdultVonsetIleukoencephalopathiesIwithIvanishingIwhiteImatterIwithInovelImissenseImutationsIinI
txuaqaUItxuaqbUIandItxuaqdWINeurogeneticsUI2011UIZaUIadhVeZ 3 28

120 venotypeVphenotypeIcorrelationsIinIearlyIonsetIataxiaIwithIocularImotorIapraxiaIandI
hypoalbuminaemiaWIBrainUI2011UIZbcUIZbgfVhh 11.2 25

119 pIfunctionalIvariantIinIZNudZaqIisIassociatedIwithIsusceptibilityItoIamyotrophicIlateralIsclerosisIinI
yapaneseWIHumandMoleculardGeneticsUI2011UIaYUIbegcVha 5.6 42

118 veneticsIofIneurodegenerativeIdiseasesiIinsightsIfromIhighVthroughputIresequencingWIHumand
MoleculardGeneticsUI2010UIZhUIβedVfY 5.6 57

117
Tβä fIisInotIassociatedIwithIamyotrophicIlateralIsclerosisVparkinsonismIdementiaIcomplexIinItheI
ziiIpeninsulaIofIyapanWIAmericandJournaldofdMedicaldGeneticsdPartdB:dNeuropsychiatricdGeneticsUI2010UI
ZdbqUIbZYVb

3.5 18

116 TsäVcbI bbfVImutationIinIfamilialIamyotrophicIlateralIsclerosisIinIyapanWIInternaldMedicineUI2010UI
chUIbbZVc 1.1 34

115  echanismsIofIgenomicIinstabilitiesIunderlyingItwoIcommonIfragileVsiteVassociatedIlociUIäpβzaI
andIs sUIinIgermIcellIandIcancerIcellIlinesWIAmericandJournaldofdHumandGeneticsUI2010UIgfUIfdVgh 11 71

114 siffusionItensorItractVspecificIanalysisIofItheIuncinateIfasciculusIinIpatientsIwithIamyotrophicI
lateralIsclerosisWINeuroradiologyUI2010UIdaUIfahVbb 3.2 27

113
tfficacyIandIsafetyIofIleuprorelinIinIpatientsIwithIspinalIandIbulbarImuscularIatrophyIQypη xTTI
studyRiIaImulticentreUIrandomisedUIdoubleVblindUIplaceboVcontrolledItrialWILancetdNeurologyrdTheUI
2010UIhUIgfdVgc

24.1 135

112  utationsIforIvaucherIdiseaseIconferIhighIsusceptibilityItoIäarkinsonIdiseaseWIArchivesdofd
NeurologyUI2009UIeeUIdfZVe 143

111 ηevereIneurologicalIphenotypesIofIéZahIsβä–pItransgenicImiceIserendipitouslyIcreatedIbyIenI
masseIexpansionIofIrpvIrepeatsIinIéfeIsβä–pImiceWIHumandMoleculardGeneticsUI2009UIZgUIfabVbe 5.6 37

110 pssociationIofIwTβpZImutationsIandIfamilialIischemicIcerebralIsmallVvesselIdiseaseWINewdEnglandd
JournaldofdMedicineUI2009UIbeYUIZfahVbh 59.2 324
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109 ηNäIwiT–inkiIaIhighVthroughputIlinkageIanalysisIsystemIemployingIdenseIηNäIdataWIBMCd
BioinformaticsUI2009UIZYUIZaZ 3.6 21

108
pInovelIferritinIlightIchainIgeneImutationIinIaIyapaneseIfamilyIwithIneuroferritinopathyiI
descriptionIofIclinicalIfeaturesIandIimplicationsIforIgenotypeVphenotypeIcorrelationsWIMovementd
DisordersUI2009UIacUIccZVd

7 59

107  itochondrialINsbIasItheInovelIcausativeIgeneIforI–eberIhereditaryIopticIneuropathyIandIdystoniaWI
NeurogeneticsUI2009UIZYUIbbfVcd 3 28

106 ηpinocerebellarIataxiaItypeIbZIisIassociatedIwithIKinsertedKIpentaVnucleotideIrepeatsIcontainingI
QTvvppRnWIAmericandJournaldofdHumandGeneticsUI2009UIgdUIdccVdf 11 204

105 pgeIatIonsetIinfluencesIonIwideVrangedIclinicalIfeaturesIofIsporadicIamyotrophicIlateralIsclerosisWI
JournaldofdthedNeurologicaldSciencesUI2009UIafeUIZebVh 3.2 81

104 ηNäIhaplotypeImappingIinIaIsmallIp–ηIfamilyWIPLoSdONEUI2009UIcUIedegf 3.7 3

103 ähosphorylationIinItheIrVterminalIdomainIofIpquaporinVcIisIrequiredIforIvolgiItransitionIinIprimaryI
culturedIastrocytesWIBiochemicaldanddBiophysicaldResearchdCommunicationsUI2008UIbffUIcebVceg 3.4 25

102
sevelopmentIofIaIhighVthroughputImicroarrayVbasedIresequencingIsystemIforIneurologicalI
disordersIandIitsIapplicationItoImolecularIgeneticsIofIamyotrophicIlateralIsclerosisWIArchivesdofd
NeurologyUI2008UIedUIZbaeVba

37

101
bäVaZaI ercuryIrhlorideIsecreasesItheIWaterIäermeabilityIofIpquaporinVcVβeconstitutedI
äroteoliposomesQTheIcethIpnnualI eetingIofItheIqiophysicalIηocietyIofIyapanRWISeibutsudButsuriUI
2008UIcgUIηZeY

0

100 ηporadicIataxiasIinIyapanVVaIpopulationVbasedIepidemiologicalIstudyWICerebellumUI2008UIfUIZghVhf 4.3 109

99 pppropriateIdataIcleaningImethodsIforIgenomeVwideIassociationIstudyWIJournaldofdHumandGeneticsUI
2008UIdbUIggeVghb 4.3 34

98 uamilialIcasesIpresentingIveryIearlyIonsetIautosomalIdominantIplzheimerPsIdiseaseIwithIxZcbTIinI
presenilinVZIgeneiIimplicationIforIgenotypeVphenotypeIcorrelationWINeurogeneticsUI2008UIhUIedVf 3 9

97 ηporadicIataxiasIinIyapanIVIaIpopulationVbasedIepidemiologicalIstudyWICerebellumUI2008UIfUIZVh 4.3 2

96  ultiplexIfamiliesIwithImultipleIsystemIatrophyWIArchivesdofdNeurologyUI2007UIecUIdcdVdZ 101

95 pprataxinUIcausativeIgeneIproductIforItpOwXpOpZUIrepairsIsNpIsingleVstrandIbreaksIwithI
damagedIbPVphosphateIandIbPVphosphoglycolateIendsWINucleicdAcidsdResearchUI2007UIbdUIbfhfVgYh 20.1 51

94 äolymyositisIassociatedIwithIfocalImesangialIproliferativeIglomerulonephritisIwithIdepositionsIofI
immuneIcomplexesWIClinicaldRheumatologyUI2007UIaeUIfha 3.9

93 NeuronalIatrophyIandIsynapticIalterationIinIaImouseImodelIofIdentatorubralVpallidoluysianI
atrophyWIBrainUI2006UIZahUIabdbVea 11.2 22

92 éuantitativeIevaluationIofItheIpyramidalItractIsegmentedIbyIdiffusionItensorItractographyiI
feasibilityIstudyIinIpatientsIwithIamyotrophicIlateralIsclerosisWIRadiationdMedicineUI2005UIabUIZhdVh 65

(2005-2009)
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91 pprataxinUItheIcausativeIproteinIforItpOwIisIaInuclearIproteinIwithIaIpotentialIroleIasIaIsNpIrepairI
proteinWIAnnalsdofdNeurologyUI2004UIddUIacZVh 9.4 69

90 TheIuwpIdomainIofIaprataxinIinteractsIwithItheIrVterminalIregionIofIXβrrZWIBiochemicaldandd
BiophysicaldResearchdCommunicationsUI2004UIbadUIZafhVgd 3.4 51

89 tpidemiologyIofIXVlinkedIadrenoleukodystrophyIinIyapanWIJournaldofdHumandGeneticsUI2002UIcfUIdhYVb 4.3 40

88 sentatorubralVpallidoluysianIatrophyiIclinicalIaspectsIandImolecularIgeneticsWIAdvancesdind
NeurologyUI2002UIghUIabZVh 6

87 pnalysisIofItheIexpressionIlevelIofIalphaVsynucleinImβNpIusingIpostmortemIbrainIsamplesIfromI
pathologicallyIconfirmedIcasesIofImultipleIsystemIatrophyWIActadNeuropathologicaUI2001UIZYaUIZggVhY 14.3 79

86 βeducedImorningIcortisolIsecretionIinIpatientsIwithImultipleIsystemIatrophyWIClinicaldAutonomicd
ResearchUI2001UIZZUIafZVa 4.3 9

85 WidespreadIoccurrenceIofIintranuclearIatrophinVZIaccumulationIinItheIcentralInervousIsystemI
neuronsIofIpatientsIwithIdentatorubralVpallidoluysianIatrophyWIAnnalsdofdNeurologyUI2001UIchUIZcVab 9.4 90

84 tarlyVonsetIataxiaIwithIocularImotorIapraxiaIandIhypoalbuminemiaIisIcausedIbyImutationsIinIaInewI
wxTIsuperfamilyIgeneWINaturedGeneticsUI2001UIahUIZgcVg 36.3 342

83 ηrpZfUIaInovelIautosomalIdominantIcerebellarIataxiaIcausedIbyIanIexpandedIpolyglutamineIinI
TpTpVbindingIproteinWIHumandMoleculardGeneticsUI2001UIZYUIZccZVg 5.6 465

82 xnterferenceIbyIhuntingtinIandIatrophinVZIwithIcbpVmediatedItranscriptionIleadingItoIcellularI
toxicityWIScienceUI2001UIahZUIacabVg 33.3 944

81 sentatorubralVpallidoluysianIatrophyI2001UIcgZVchY

80 WidespreadIoccurrenceIofIintranuclearIatrophinVZIaccumulationIinItheIcentralInervousIsystemI
neuronsIofIpatientsIwithIdentatorubralVpallidoluysianIatrophyI2001UIchUIZc 1

79 ηynphilinVZIisIpresentIinI–ewyIbodiesIinIäarkinsonPsIdiseaseWIAnnalsdofdNeurologyUI2000UIcfUIdaZVdab 9.4 225

78 –inkageIofIautosomalIrecessiveIhereditaryIspasticIparaplegiaIwithImentalIimpairmentIandIthinI
corpusIcallosumItoIchromosomeIZdqZbâ��ZdWIAnnalsdofdNeurologyUI2000UIcgUIZYgVZZa 9.4 69

77 pInovelIlocusIforIdominantIcerebellarIataxiaIQηrpZcRImapsItoIaIZYWaVc IintervalIflankedIbyI
sZhηaYeIandIsZhηeYdIonIchromosomeIZhqZbWcVqterWIAnnalsdofdNeurologyUI2000UIcgUIZdeVeb 9.4 121

76 NovelImutationsUIpseudoVdominantIinheritanceUIandIpossibleIfamilialIaffectsIinIpatientsIwithI
autosomalIrecessiveIjuvenileIparkinsonismWIAnnalsdofdNeurologyUI2000UIcgUIacdVadY 9.4 90

75 pnIautopsyIcaseIofIautosomalVrecessiveIjuvenileIparkinsonismIwithIaIhomozygousIexonIcIdeletionI
inItheIparkinIgeneWIMovementdDisordersUI2000UIZdUIggcVg 7 195

74 txpandedIpolyglutamineIstretchesIinteractIwithITpuxxZbYUIinterferingIwithIrβtqVdependentI
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