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l Paper IF Citations

321 ’utationsJinJquYZnJsuperoxideJdismutaseJgeneJareJassociatedJwithJfamilialJamyotrophicJlateralJ
sclerosisXJNatureVJ1993VJad]VJcgWd] 50.4 5355

320 olterationJinJaJnewJgeneJencodingJaJputativeJmembraneWorganizingJproteinJcausesJ
neuroWfibromatosisJtypeJ]XJNatureVJ1993VJadaVJc[cW][ 50.4 1205

319 ToαrpPJmutationsJinJindividualsJwithJsporadicJandJfamilialJamyotrophicJlateralJsclerosisXJNaturea
GeneticsVJ2008VJbZVJce]Wb 36.3 1171

318 ’oderateJexpansionJofJaJnormallyJbiallelicJtrinucleotideJrepeatJinJspinocerebellarJataxiaJtypeJ]XJ
NatureaGeneticsVJ1996VJ[bVJ]dgWed 36.3 963

317 onalysisJofJsharedJheritabilityJinJcommonJdisordersJofJtheJbrainXJScienceVJ2018VJadZVJ 33.3 666

316 uenomeWwideJassociationJstudyJidentifiesJaZJlociJassociatedJwithJbipolarJdisorderXJNatureaGeneticsVJ
2019VJc[VJegaWfZa 36.3 662

315 εhortJuquJexpansionsJinJtheJPopP]JgeneJcauseJoculopharyngealJmuscularJdystrophyXJNaturea
GeneticsVJ1998VJ[fVJ[dbWe 36.3 656

314 sxomeJsequencingJinJamyotrophicJlateralJsclerosisJidentifiesJriskJgenesJandJpathwaysXJScienceVJ
2015VJabeVJ[badWb[ 33.3 642

313 wdentificationJofJnovelJriskJlociVJcausalJinsightsVJandJheritableJriskJforJParkinsonQsJdiseasehJaJ
metaWanalysisJofJgenomeWwideJassociationJstudiesXJLancetaNeurologymaTheVJ2019VJ[fVJ[Zg[W[[Z] 24.1 562

312 oJgeneJencodingJaJputativeJuTPaseJregulatorJisJmutatedJinJfamilialJamyotrophicJlateralJsclerosisJ]XJ
NatureaGeneticsVJ2001VJ]gVJ[ddWea 36.3 552

311 uenomeWwideJassociationJstudyJofJrestlessJlegsJsyndromeJidentifiesJcommonJvariantsJinJthreeJ
genomicJregionsXJNatureaGeneticsVJ2007VJagVJ[ZZZWd 36.3 545

310 svidenceJforJtheJcompleteJinactivationJofJtheJ–t]JgeneJinJtheJmajorityJofJsporadicJmeningiomasXJ
NatureaGeneticsVJ1994VJdVJ[fZWb 36.3 450

309 ’utationsJinJaJgeneJencodingJaJnovelJproteinJtyrosineJphosphataseJcauseJprogressiveJmyoclonusJ
epilepsyXJNatureaGeneticsVJ1998VJ]ZVJ[e[Wb 36.3 440

308 uenomicJαelationshipsVJ–ovelJzociVJandJPleiotropicJ’echanismsJacrossJsightJPsychiatricJrisordersXJ
CellVJ2019VJ[egVJ[bdgW[bf]Xe[[ 56.2 402

307 VariantsJofJtheJheavyJneurofilamentJsubunitJareJassociatedJwithJtheJdevelopmentJofJamyotrophicJ
lateralJsclerosisXJHumanaMolecularaGeneticsVJ1994VJaVJ[eceWd[ 5.6 398

306 zinkageJofJaJgeneJcausingJfamilialJamyotrophicJlateralJsclerosisJtoJchromosomeJ][JandJevidenceJofJ
geneticWlocusJheterogeneityXJNewaEnglandaJournalaofaMedicineVJ1991VJa]bVJ[af[Wb 59.2 355

305 wncreasedJexonicJdeJnovoJmutationJrateJinJindividualsJwithJschizophreniaXJNatureaGeneticsVJ2011VJbaVJfdZWa36.3 333
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304 αeducedJtranscriptionalJregulatoryJcompetenceJofJtheJandrogenJreceptorJinJXWlinkedJspinalJandJ
bulbarJmuscularJatrophyXJNatureaGeneticsVJ1993VJcVJ[fbWf 36.3 322

303 uenomeWwideJonalysesJwdentifyJywtcoJasJaJ–ovelJozεJueneXJNeuronVJ2018VJgeVJ[]dfW[]faXed 13.9 296

302 uenomeWwideJassociationJstudyJrevealsJtwoJnewJriskJlociJforJbipolarJdisorderXJNaturea
CommunicationsVJ2014VJcVJaaag 17.4 248

301 ulucocerebrosidaseJactivityJinJParkinsonQsJdiseaseJwithJandJwithoutJupoJmutationsXJBrainVJ2015VJ
[afVJ]dbfWcf 11.2 234

300 sxomeWwideJrareJvariantJanalysisJidentifiesJTUpoboJmutationsJassociatedJwithJfamilialJozεXJNeuronVJ
2014VJfbVJa]bWa[ 13.9 229

299 ’utationsJinJuxpdJcauseJhidroticJectodermalJdysplasiaXJNatureaGeneticsVJ2000VJ]dVJ[b]Wb 36.3 227

298 ueneticJvariantsJassociatedJwithJresponseJtoJlithiumJtreatmentJinJbipolarJdisorderhJaJgenomeWwideJ
associationJstudyXJLancetmaTheVJ2016VJafeVJ[ZfcW[Zga 40 216

297 vighJαateJofJαecurrentJreJ–ovoJ’utationsJinJrevelopmentalJandJspilepticJsncephalopathiesXJ
AmericanaJournalaofaHumanaGeneticsVJ2017VJ[Z[VJddbWdfc 11 214

296 ε r[JmutationJisJassociatedJwithJaccumulationJofJneurofilamentsJinJamyotrophicJlateralJsclerosisXJ
AnnalsaofaNeurologyVJ1996VJagVJ[]fWa[ 9.4 210

295 PartitioningJtheJheritabilityJofJTouretteJsyndromeJandJobsessiveJcompulsiveJdisorderJrevealsJ
differencesJinJgeneticJarchitectureXJPLoSaGeneticsVJ2013VJgVJe[ZZafdb 6 189

294 rirectJmeasureJofJtheJdeJnovoJmutationJrateJinJautismJandJschizophreniaJcohortsXJAmericanaJournala
ofaHumanaGeneticsVJ2010VJfeVJa[dW]b 11 181

293 ueneticsJofJfamilialJandJsporadicJamyotrophicJlateralJsclerosisXJBiochimicaaEtaBiophysicaaActaana
MolecularaBasisaofaDiseaseVJ2006VJ[ed]VJgcdWe] 6.9 179

292 ueneticJperspectiveJonJtheJroleJofJtheJautophagyWlysosomeJpathwayJinJParkinsonJdiseaseXJ
AutophagyVJ2015VJ[[VJ[bbaWce 10.2 168

291 –sy[JvariantsJconferJsusceptibilityJtoJamyotrophicJlateralJsclerosisXJNatureaGeneticsVJ2016VJbfVJ[ZaeWb] 36.3 149

290 sxomeJsequencingJidentifiesJtUεJmutationsJasJaJcauseJofJessentialJtremorXJAmericanaJournalaofa
HumanaGeneticsVJ2012VJg[VJa[aWg 11 147

289 oJframeshiftJdeletionJinJperipherinJgeneJassociatedJwithJamyotrophicJlateralJsclerosisXJJournalaofa
BiologicalaChemistryVJ2004VJ]egVJbcgc[Wd 5.4 137

288 reletionJofJqg αte]JresultsJinJmotorJneuronJdegenerationJandJstressJsensitivityJinJqXJelegansXJ
PLoSaONEVJ2013VJfVJefabcZ 3.7 135

287 uenomeWwideJassociationJstudyJidentifiesJnovelJrestlessJlegsJsyndromeJsusceptibilityJlociJonJ]p[bJ
andJ[dq[]X[XJPLoSaGeneticsVJ2011VJeVJe[ZZ][e[ 6 135
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286 qgorfe]JrepeatJexpansionsJareJaJrareJgeneticJcauseJofJparkinsonismXJBrainVJ2013VJ[adVJafcWg[ 11.2 128

285 qq–tJmutationsJinJamyotrophicJlateralJsclerosisJandJfrontotemporalJdementiaXJNaturea
CommunicationsVJ2016VJeVJ[[]ca 17.4 126

284 uenomeWwideJassociationJstudyJofJbZVZZZJindividualsJidentifiesJtwoJnovelJlociJassociatedJwithJ
bipolarJdisorderXJHumanaMolecularaGeneticsVJ2016VJ]cVJaafaWaagb 5.6 125

283 TheJneuropathologyJofJqouJrepeatJdiseaseshJreviewJandJupdateJofJgeneticJandJmolecularJfeaturesXJ
BrainaPathologyVJ1997VJeVJgZ[W]d 6 124

282 ueneticallyJencodedJimpairmentJofJneuronalJyqq]JcotransporterJfunctionJinJhumanJidiopathicJ
generalizedJepilepsyXJEMBOaReportsVJ2014VJ[cVJeddWeb 6.5 123

281 TheJimpactJofJphenotypicJandJgeneticJheterogeneityJonJresultsJofJgenomeJwideJassociationJstudiesJ
ofJcomplexJdiseasesXJPLoSaONEVJ2013VJfVJeed]gc 3.7 122

280 wdentificationJofJnovelJriskJlociJforJrestlessJlegsJsyndromeJinJgenomeWwideJassociationJstudiesJinJ
individualsJofJsuropeanJancestryhJaJmetaWanalysisXJLancetaNeurologymaTheVJ2017VJ[dVJfgfWgZe 24.1 121

279 rissectionJofJgeneticJfactorsJassociatedJwithJamyotrophicJlateralJsclerosisXJExperimentalaNeurologyVJ
2014VJ]d]JPtJpVJg[W[Z[ 5.7 116

278 vighJresolutionJdeletionJanalysisJofJconstitutionalJr–oJfromJneurofibromatosisJtypeJ]JR–t]SJ
patientsJusingJmicroarrayWquvXJHumanaMolecularaGeneticsVJ2001VJ[ZVJ]e[Wf] 5.6 115

277 ossessmentJofJαesponseJtoJzithiumJ’aintenanceJTreatmentJinJpipolarJrisorderhJoJqonsortiumJonJ
zithiumJueneticsJRqonziuenSJαeportXJPLoSaONEVJ2013VJfVJedcdad 3.7 113

276 εcreeningJforJgermWlineJmutationsJinJtheJ–t]JgeneXJGenesaChromosomesaandaCancerVJ1995VJ[]VJ[[eW]e 5 110

275 TheJwnternationalJqonsortiumJonJzithiumJueneticsJRqonziuenShJanJinitiativeJbyJtheJ–w’vJandJwuεzwJ
toJstudyJtheJgeneticJbasisJofJresponseJtoJlithiumJtreatmentXJNeuropsychobiologyVJ2010VJd]VJe]Wf 4 109

274 ulucocorticoidJexcessJinducesJpreferentialJdepletionJofJmyosinJinJdenervatedJskeletalJmuscleJ
fibersXJMuscleaandaNerveVJ1987VJ[ZVJb]fWaf 3.4 106

273 αareJqopyJ–umberJVariantsJinJ–αX–[JandJq–T–dJwncreaseJαiskJforJTouretteJεyndromeXJNeuronVJ
2017VJgbVJ[[Z[W[[[[Xee 13.9 103

272 ThreeJfamiliesJwithJamyotrophicJlateralJsclerosisJandJfrontotemporalJdementiaJwithJevidenceJofJ
linkageJtoJchromosomeJgpXJArchivesaofaNeurologyVJ2007VJdbVJ]bZWc 101

271 releteriousJmutationsJinJtheJessentialJmα–oJmetabolismJfactorVJhule[VJinJamyotrophicJlateralJ
sclerosisXJHumanaMolecularaGeneticsVJ2015VJ]bVJ[adaWea 5.6 98

270
oJblindedJinternationalJstudyJonJtheJreliabilityJofJgeneticJtestingJforJuuuuqqWrepeatJexpansionsJinJ
qgorfe]JrevealsJmarkedJdifferencesJinJresultsJamongJ[bJlaboratoriesXJJournalaofaMedicalaGeneticsVJ
2014VJc[VJb[gW]b

5.8 96

269 wnterrogatingJtheJueneticJreterminantsJofJTouretteQsJεyndromeJandJ therJTicJrisordersJThroughJ
uenomeWWideJossociationJεtudiesXJAmericanaJournalaofaPsychiatryVJ2019VJ[edVJ][eW]]e 11.9 95
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268 sαppbJmutationsJthatJdisruptJtheJneuregulinWsrbpbJpathwayJcauseJamyotrophicJlateralJsclerosisJ
typeJ[gXJAmericanaJournalaofaHumanaGeneticsVJ2013VJgaVJgZZWc 11 95

267 upoJmutationsJareJassociatedJwithJαapidJsyeJ’ovementJεleepJpehaviorJrisorderXJAnnalsaofaClinicala
andaTranslationalaNeurologyVJ2015VJ]VJgb[Wc 5.3 95

266 PolymorphismVJsharedJfunctionsJandJconvergentJevolutionJofJgenesJwithJsequencesJcodingJforJ
polyalanineJdomainsXJHumanaMolecularaGeneticsVJ2003VJ[]VJ]gdeWeg 5.6 94

265 –zu–aY–zu–bJgeneJmutationsJareJnotJresponsibleJforJautismJinJtheJéuebecJpopulationXJAmericana
JournalaofaMedicalaGeneticsaPartaB:aNeuropsychiatricaGeneticsVJ2005VJ[a]pVJebWc 3.5 94

264 uenomeWwideJassociationJstudyJofJintracranialJaneurysmsJconfirmsJroleJofJonrilJandJε X[eJinJ
diseaseJriskXJStrokeVJ2012VJbaVJ]fbdWc] 6.7 90

263  ligomerizationJofJpolyalanineJexpandedJPopP–[JfacilitatesJnuclearJproteinJaggregationJthatJisJ
associatedJwithJcellJdeathXJHumanaMolecularaGeneticsVJ2001VJ[ZVJ]ab[Wc[ 5.6 90

262 reJ–ovoJqodingJVariantsJoreJεtronglyJossociatedJwithJTouretteJrisorderXJNeuronVJ2017VJgbVJbfdWbggXeg 13.9 89

261 refiningJtheJgeneticJconnectionJlinkingJamyotrophicJlateralJsclerosisJRozεSJwithJfrontotemporalJ
dementiaJRtTrSXJTrendsainaGeneticsVJ2015VJa[VJ]daWea 8.5 88

260 uenomeWwideJassociationJstudyJofJmoreJthanJbZVZZZJbipolarJdisorderJcasesJprovidesJnewJinsightsJ
intoJtheJunderlyingJbiologyXJNatureaGeneticsVJ2021VJcaVJf[eWf]g 36.3 83

259 onJozε]JgeneJmutationJcausesJhereditaryJspasticJparaplegiaJinJaJPakistaniJkindredXJAnnalsaofa
NeurologyVJ2003VJcaVJ[bbWc 9.4 81

258
sxpandingJtheJclinicalJphenotypeJassociatedJwithJsz VzbJmutationhJstudyJofJaJlargeJ
trenchWqanadianJfamilyJwithJautosomalJdominantJspinocerebellarJataxiaJandJerythrokeratodermiaXJ
JAMAaNeurologyVJ2014VJe[VJbeZWc

17.2 78

257 vomozygotesJforJoculopharyngealJmuscularJdystrophyJhaveJaJsevereJformJofJtheJdiseaseXJAnnalsaofa
NeurologyVJ1999VJbdVJ[[cW[[f 9.4 78

256
ossociationJofJPolygenicJεcoreJforJεchizophreniaJandJvzoJontigenJandJwnflammationJuenesJWithJ
αesponseJtoJzithiumJinJpipolarJoffectiveJrisorderhJoJuenomeWWideJossociationJεtudyXJJAMAa
PsychiatryVJ2018VJecVJdcWeb

14.5 75

255 sxomeJsequencingJrevealsJεPu[[JmutationsJcausingJjuvenileJozεXJNeurobiologyaofaAgingVJ2012VJaaVJfagXecWg5.6 73

254 ’swε[JintronicJriskJhaplotypeJassociatedJwithJrestlessJlegsJsyndromeJaffectsJitsJmα–oJandJproteinJ
expressionJlevelsXJHumanaMolecularaGeneticsVJ2009VJ[fVJ[ZdcWeb 5.6 73

253 ’utationsJinJqoP–[JqauseJoutosomalWαecessiveJvereditaryJεpasticJParaplegiaXJAmericanaJournalaofa
HumanaGeneticsVJ2016VJgfVJ[ZafW[Zbd 11 70

252 qompoundJheterozygousJrgZoJandJrgd–Jε r[JmutationsJinJaJrecessiveJamyotrophicJlateralJ
sclerosisJfamilyXJAnnalsaofaNeurologyVJ2001VJbgVJ]deWe[ 9.4 67

251 qlinicalJεpectrumJofJomyotrophicJzateralJεclerosisJRozεSXJColdaSpringaHarboraPerspectivesainaMedicine
VJ2017VJeVJ 5.4 66

(2017-2013)
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250 oJPentanucleotideJoTTTqJαepeatJwnsertionJinJtheJ–onWcodingJαegionJofJrop[VJ’appingJtoJεqoaeVJ
qausesJεpinocerebellarJotaxiaXJAmericanaJournalaofaHumanaGeneticsVJ2017VJ[Z[VJfeW[Za 11 66

249 olterationJofJornithineJmetabolismJleadsJtoJdominantJandJrecessiveJhereditaryJspasticJparaplegiaXJ
BrainVJ2015VJ[afVJ][g[W]Zc 11.2 64

248 zossJofJassociationJofJαssP]JwithJmembranesJleadsJtoJhereditaryJspasticJparaplegiaXJAmericana
JournalaofaHumanaGeneticsVJ2014VJgbVJ]dfWee 11 63

247 αegulatoryJdomainJorJqpuJsiteJvariationJinJεzq[]ocVJencodingJtheJchlorideJtransporterJyqq]VJinJ
humanJautismJandJschizophreniaXJFrontiersainaCellularaNeuroscienceVJ2015VJgVJafd 6.1 62

246 αecessiveJmutationsJinJVPε[arJcauseJchildhoodJonsetJmovementJdisordersXJAnnalsaofaNeurologyVJ
2018VJfaVJ[ZfgW[Zgc 9.4 61

245 vereditaryJmotorJandJsensoryJneuropathyJwithJagenesisJofJtheJcorpusJcallosumXJAnnalsaofa
NeurologyVJ2003VJcbVJgW[f 9.4 61

244 TheJ[bqJrestlessJlegsJsyndromeJlocusJinJtheJtrenchJqanadianJpopulationXJAnnalsaofaNeurologyVJ2004VJ
ccVJffeWg[ 9.4 60

243 wdentificationJofJrareJproteinJdisulfideJisomeraseJgeneJvariantsJinJamyotrophicJlateralJsclerosisJ
patientsXJGeneVJ2015VJcddVJ[cfWdc 3.8 59

242 uenomeWwideJassociationJstudyJinJessentialJtremorJidentifiesJthreeJnewJlociXJBrainVJ2016VJ[agVJa[daWa[dg11.2 57

241 reJnovoJvariantsJinJsporadicJcasesJofJchildhoodJonsetJschizophreniaXJEuropeanaJournalaofaHumana
GeneticsVJ2016VJ]bVJgbbWf 5.3 56

240 oJhomozygousJlossWofWfunctionJvariantJinJ’Yv[[JinJaJcaseJwithJmegacystisWmicrocolonWintestinalJ
hypoperistalsisJsyndromeXJEuropeanaJournalaofaHumanaGeneticsVJ2015VJ]aVJ[]ddWf 5.3 55

239 ropaWresponsiveJdystoniaJdueJtoJaJlargeJdeletionJinJtheJuTPJcyclohydrolaseJwJgeneXJAnnalsaofa
NeurologyVJ2000VJbeVJc[eWc]Z 9.4 55

238 εomaticJmosaicismJinJtheJcentralJnervousJsystemJinJspinocerebellarJataxiaJtypeJ[JandJ
’achadoWxosephJdiseaseXJAnnalsaofaNeurologyVJ1996VJbZVJ[ggW]Zd 9.4 55

237 ’utationsJinJrqqJcauseJisolatedJagenesisJofJtheJcorpusJcallosumJwithJincompleteJpenetranceXJ
NatureaGeneticsVJ2017VJbgVJc[[Wc[b 36.3 54

236 qlinicalJandJgeneticJstudyJofJhereditaryJspasticJparaplegiaJinJqanadaXJNeurology:aGeneticsVJ2017VJaVJe[]] 3.8 54

235 upoJpXTadg’JsubstitutionJinJParkinsonJdiseasehJPolymorphismJorJassociationmJoJmetaWanalysisXJ
Neurology:aGeneticsVJ2016VJ]VJe[Zb 3.8 51

234 reJ–ovoJεequenceJandJqopyJ–umberJVariantsJoreJεtronglyJossociatedJwithJTouretteJrisorderJandJ
wmplicateJqellJPolarityJinJPathogenesisXJCellaReportsVJ2018VJ]bVJabb[WabcbXe[] 10.6 51

233 tamilyJstudyJofJrestlessJlegsJsyndromeJinJéuebecVJqanadahJclinicalJcharacterizationJofJde[JfamilialJ
casesXJArchivesaofaNeurologyVJ2010VJdeVJd[eW]] 50
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232 osianJoriginJforJtheJworldwideWspreadJmutationalJeventJinJ’achadoWxosephJdiseaseXJArchivesaofa
NeurologyVJ2007VJdbVJ[cZ]Wf 50

231 αibosomalJframeshiftingJonJ’xrW[JtranscriptsJwithJlongJqouJtractsXJHumanaMolecularaGeneticsVJ
2005VJ[bVJ]dbgWdZ 5.6 49

230 oJnovelJlocusJforJpureJrecessiveJhereditaryJspasticJparaplegiaJmapsJtoJ[Zq]]X[W[Zq]bX[XJAnnalsaofa
NeurologyVJ2004VJcdVJcegWf] 9.4 47

229 ozεhJαecentJrevelopmentsJfromJueneticsJεtudiesXJCurrentaNeurologyaandaNeuroscienceaReportsVJ
2016VJ[dVJcg 6.6 45

228 P’PqoJmutationsJcauseJabnormalJmitochondrialJproteinJprocessingJinJpatientsJwithJ
nonWprogressiveJcerebellarJataxiaXJBrainVJ2015VJ[afVJ[cZcW[e 11.2 43

227 uenomeWwideJassociationJstudyJofJintracranialJaneurysmsJidentifiesJ[eJriskJlociJandJgeneticJoverlapJ
withJclinicalJriskJfactorsXJNatureaGeneticsVJ2020VJc]VJ[aZaW[a[a 36.3 43

226 εystematicJreviewJofJautosomalJrecessiveJataxiasJandJproposalJforJaJclassificationXJCerebellumaanda
AtaxiasVJ2017VJbVJa 1.7 42

225 ’utationJscreeningJofJt XP]JinJindividualsJdiagnosedJwithJautisticJdisorderXJAmericanaJournalaofa
MedicalaGeneticsaPartaAVJ2003VJ[[foVJ[e]Wc 42

224
qloustonJhidroticJectodermalJdysplasiaJRvsrShJgeneticJhomogeneityVJpresenceJofJaJfounderJeffectJ
inJtheJtrenchJqanadianJpopulationJandJfineJgeneticJmappingXJEuropeanaJournalaofaHumanaGeneticsVJ
2000VJfVJae]WfZ

5.3 42

223 ε’Pr[JmutationsVJactivityVJandJ˛–WsynucleinJaccumulationJinJParkinsonQsJdiseaseXJMovementa
DisordersVJ2019VJabVJc]dWcac 7 41

222 xoubertJεyndromeJinJtrenchJqanadiansJandJwdentificationJofJ’utationsJinJqsP[ZbXJAmericanaJournala
ofaHumanaGeneticsVJ2015VJgeVJebbWca 11 41

221 αeplicationJstudyJofJ’oTαaJinJfamilialJandJsporadicJamyotrophicJlateralJsclerosisXJNeurobiologyaofa
AgingVJ2016VJaeVJ]ZgXe[eW]ZgXe][ 5.6 41

220 uenomeWwideJassociationJstudyJofJintracranialJaneurysmJidentifiesJaJnewJassociationJonJ
chromosomeJeXJStrokeVJ2014VJbcVJa[gbWg 6.7 41

219 TransgenicJexpressionJofJanJexpandedJRuquS[aJrepeatJPopP–[JleadsJtoJweaknessJandJ
coordinationJdefectsJinJmiceXJNeurobiologyaofaDiseaseVJ2005VJ[fVJc]fWad 7.5 41

218 PreclinicalJtargetJvalidationJusingJpatientWderivedJcellsXJNatureaReviewsaDrugaDiscoveryVJ2015VJ[bVJ[bgWcZ 64.1 40

217 εchizophreniaJandJchromosomeJdpXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ1997VJebVJ[gcW[gf 40

216 tunctionalJcharacterizationJofJtheJr[ffVJmutationJinJneuronalJvoltageWgatedJsodiumJchannelJ
causingJgeneralizedJepilepsyJwithJfebrileJseizuresJplusJRustεSXJEpilepsyaResearchVJ2003VJcaVJ[ZeW[e 3 40

215 ueneticVJεtructuralVJandJtunctionalJsvidenceJzinkJT’s’[ecJtoJεynucleinopathiesXJAnnalsaofa
NeurologyVJ2020VJfeVJ[agW[ca 9.4 40

(2020-2007)
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214 α–t][aJwsJossociatedJwithJwntracranialJoneurysmsJinJtheJtrenchWqanadianJPopulationXJAmericana
JournalaofaHumanaGeneticsVJ2016VJggVJ[Ze]W[Zfc 11 38

213 εPueJmutationsJexplainJaJsignificantJproportionJofJtrenchJqanadianJspasticJataxiaJcasesXJEuropeana
JournalaofaHumanaGeneticsVJ2016VJ]bVJ[Z[dW][ 5.3 38

212 PopP]JpolyalanineJtractJexpansionJcausesJintranuclearJinclusionsJinJoculopharyngealJmuscularJ
dystrophyXJAnnalsaofaNeurologyVJ2000VJbfVJegfWfZ] 9.4 38

211 zossJofJheterozygosityJonJtheJlongJarmJofJchromosomeJ]]JinJpheochromocytomaXJGenesa
ChromosomesaandaCancerVJ1992VJcVJaggWbZa 5 37

210 ’olecularJaspectsJofJhereditaryJspasticJparaplegiaXJExperimentalaCellaResearchVJ2014VJa]cVJ[fW]d 4.2 36

209 sxpandedJoTX–aJframeshiftingJeventsJareJtoxicJinJrrosophilaJandJmammalianJneuronJmodelsXJ
HumanaMolecularaGeneticsVJ2012VJ][VJ]][[Wf 5.6 36

208 onalysisJofJ[bJqouJrepeatWcontainingJgenesJinJschizophreniaXJAmericanaJournalaofaMedicalaGeneticsa
PartaAVJ1999VJffVJdgbWdgg 36

207 αetentionJofJhexanucleotideJrepeatWcontainingJintronJinJqgorfe]Jmα–ohJimplicationsJforJtheJ
pathogenesisJofJozεYtTrXJActaaNeuropathologicaaCommunicationsVJ2016VJbVJ[f 7.3 34

206 ueneticsJofJwntracranialJoneurysmsXJStrokeVJ2018VJbgVJefZWefe 6.7 33

205 ’olecularJgeneticsJofJneurofibromatosisJ]JandJrelatedJtumorsJRacousticJneuromaJandJ
meningiomaSXJAnnalsaofatheaNewaYorkaAcademyaofaSciencesVJ1991VJd[cVJaafWba 6.5 33

204 oJmutationJinJtheJvε–]JgeneJcausesJsensoryJneuropathyJtypeJwwJinJaJzebaneseJfamilyXJAnnalsaofa
NeurologyVJ2004VJcdVJce]Wc 9.4 32

203 onalysisJofJr–oxq[aJmutationsJinJtrenchWqanadianYtrenchJcohortJofJParkinsonQsJdiseaseXJ
NeurobiologyaofaAgingVJ2016VJbcVJ][]Xe[aW][]Xe[e 5.6 31

202 uainWofWfunctionJmissenseJvariantJinJεzq[]o]VJencodingJtheJbumetanideWsensitiveJ–yqq[J
cotransporterVJidentifiedJinJhumanJschizophreniaXJJournalaofaPsychiatricaResearchVJ2016VJeeVJ]]Wd 5.2 31

201 éuantitativeJonalysisJofJqlimbingJrefectsJinJaJrrosophilaJ’odelJofJ–eurodegenerativeJrisordersXJ
JournalaofaVisualizedaExperimentsVJ2015VJec]eb[ 1.6 31

200 wnhibitionJofJtheJkinaseJW–y[Yvε–]JamelioratesJneuropathicJpainJbyJrestoringJuopoJinhibitionXJ
ScienceaSignalingVJ2016VJgVJraa] 8.8 30

199
’odifiersJofJRqouSRnSJinstabilityJinJ’achadoWxosephJdiseaseJR’xrYεqoaSJtransmissionshJanJ
associationJstudyJwithJr–oJreplicationVJrepairJandJrecombinationJgenesXJHumanaGeneticsVJ2014VJ
[aaVJ[a[[Wf

6.3 29

198 PopP–[JpolyalanineJtractJdeletionJandJlongJexpansionsJmodifyJitsJaggregationJpatternJandJ
expressionXJExperimentalaCellaResearchVJ2008VJa[bVJ[dc]Wdd 4.2 29

197 oJdeJnovoJframeshiftJmutationJinJchromodomainJhelicaseJr–oWbindingJdomainJfJRqvrfShJoJcaseJ
reportJandJliteratureJreviewXJAmericanaJournalaofaMedicalaGeneticsmaPartaAVJ2016VJ[eZoVJ[]]cWac 2.5 29
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196 wnvestigationJofJtheJαepeatJsxpansionJinJaJqanadianJandJaJprazilianJotaxiaJqohorthJwdentificationJofJ
–ovelJqonformationsXJFrontiersainaGeneticsVJ2019VJ[ZVJ[][g 4.5 29

195 ulobalJcharacterizationJofJcopyJnumberJvariantsJinJepilepsyJpatientsJfromJwholeJgenomeJ
sequencingXJPLoSaGeneticsVJ2018VJ[bVJe[ZZe]fc 6 29

194 oJ–ewJsz VzbJ’utationJinJaJqaseJofJεpinocerebellarJotaxiaJWithJsrythrokeratodermiaXJJAMAa
NeurologyVJ2015VJe]VJgb]Wa 17.2 27

193 wdentificationJofJnovelJtUεJmutationsJinJsporadicJcasesJofJamyotrophicJlateralJsclerosisXJ
AmyotrophicaLateralaSclerosisaandaOtheraMotoraNeuronaDisordersVJ2011VJ[]VJ[[aWe 27

192 zackJofJassociationJbetweenJbipolarJdisorderJandJtyrosineJhydroxylasehJaJmetaWanalysisXJAmericana
JournalaofaMedicalaGeneticsaPartaAVJ1997VJebVJabfWc] 27

191 TheJemergingJroleJofJε’Pr[JmutationsJinJParkinsonQsJdiseasehJwmplicationsJforJfutureJstudiesXJ
ParkinsonismaandaRelatedaDisordersVJ2015VJ][VJ[]gbWc 3.6 26

190
wdentificationJofJthreeJpolymorphismsJinJtheJtranslatedJregionJofJPzqWgamma[JandJtheirJ
investigationJinJlithiumJresponsiveJbipolarJdisorderXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ
2001VJ[ZcVJaZ[Wc

26

189 rqqJmutationJupdatehJqongenitalJmirrorJmovementsVJisolatedJagenesisJofJtheJcorpusJcallosumVJandJ
developmentalJsplitJbrainJsyndromeXJHumanaMutationVJ2018VJagVJ]aWag 4.7 26

188 ueneticsJofJrestlessJlegsJsyndromeXJSleepaMedicineVJ2017VJa[VJ[fW]] 4.6 25

187 TranscriptomeWwideJassociationJstudyJofJattentionJdeficitJhyperactivityJdisorderJidentifiesJ
associatedJgenesJandJphenotypesXJNatureaCommunicationsVJ2019VJ[ZVJbbcZ 17.4 25

186 tineW’appingJofJε–qoJinJαapidJsyeJ’ovementJεleepJpehaviorJrisorderJandJ vertJ
εynucleinopathiesXJAnnalsaofaNeurologyVJ2020VJfeVJcfbWcgf 9.4 24

185 εleepJdisordersJandJParkinsonJdiseaseiJlessonsJfromJgeneticsXJSleepaMedicineaReviewsVJ2018VJb[VJ[Z[W[[]10.2 24

184 εtudyJofJthreeJintragenicJpolymorphismsJinJtheJ’achadoWxosephJdiseaseJgeneJR’xr[SJinJrelationJtoJ
geneticJinstabilityJofJtheJRqouSnJtractXJEuropeanaJournalaofaHumanaGeneticsVJ1999VJeVJ[beWcd 5.3 24

183 reJnovoJtUεJPc]czJmutationJinJxuvenileJamyotrophicJlateralJsclerosisJwithJdysphoniaJandJdiplopiaXJ
Neurology:aGeneticsVJ2016VJ]VJeda 3.8 24

182 ueneticsJofJessentialJtremorhJfromJphenotypeJtoJgenesVJinsightsJfromJbothJhumanJandJmouseJ
studiesXJProgressainaNeurobiologyVJ2014VJ[[gW[]ZVJ[W[g 10.9 23

181 ossociationJandJlinkageJstudiesJofJqαvJandJPs–yJgenesJinJbipolarJdisorderhJaJcollaborativeJwuεzwJ
studyXJAmericanaJournalaofaMedicalaGeneticsaPartaAVJ2000VJgdVJ[efWf[ 23

180 zackJofJassociationJbetweenJtheJhεyqaaJchannelJgeneJqouJpolymorphismJandJschizophreniaJ1999VJ
ffVJ[cbW[ce 23

179 ’utationsJinJoTP[ao]JRPoαygSJareJassociatedJwithJanJamyotrophicJlateralJsclerosisWlikeJphenotypeVJ
implicatingJthisJlocusJinJfurtherJphenotypicJexpansionXJHumanaGenomicsVJ2019VJ[aVJ[g 6.8 22

(2019-2019)
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178 zααy]JmutationsJinJParkinsonJdiseaseiJaJsexJeffectJorJlackJthereofmJoJmetaWanalysisXJParkinsonisma
andaRelatedaDisordersVJ2015VJ][VJeefWf] 3.6 22

177 TowardJPrecisionJ’edicinehJTpq[rbJrisruptionJwsJqommonJomongJtheJwnuitJandJzeadsJtoJ
UnderdiagnosisJofJTypeJ]JriabetesXJDiabetesaCareVJ2016VJagVJ[ffgW[fgc 14.6 22

176 variantsJandJglucocerebrosidaseJactivityJinJParkinsonQsJdiseaseXJNpjaParkinsonhsaDiseaseVJ2016VJ]VJ 9.7 22

175
oJPointJ’utationJinJtheJUbiquitinJzigaseJα–t[eZJThatJqausesJoutosomalJrominantJεensoryJotaxiaJ
restabilizesJtheJProteinJandJwmpairsJwnositolJ[VbVcWTrisphosphateJαeceptorWmediatedJqa]UJ
εignalingXJJournalaofaBiologicalaChemistryVJ2015VJ]gZVJ[agbfWce

5.4 22

174 ’utationalJanalysisJofJneurotensinJinJfamilialJrestlessJlegsJsyndromeXJMovementaDisordersVJ2004VJ[gVJgZWb7 22

173 zw–u [JvariantsJinJtheJtrenchWqanadianJpopulationXJPLoSaONEVJ2011VJdVJe[d]cb 3.7 22

172 ueneticJandJqlinicalJPredictorsJofJreepJprainJεtimulationJinJYoungW nsetJParkinsonQsJriseaseXJ
MovementaDisordersaClinicalaPracticeVJ2016VJaVJbdcWbe[ 2.2 21

171 andJαestlessJzegsJεyndromehJoJqomprehensiveJαeviewXJFrontiersainaNeurologyVJ2019VJ[ZVJgac 4.1 20

170 TruncatingJ’utationsJinJUpoP[JqauseJvereditaryJεpasticJParaplegiaXJAmericanaJournalaofaHumana
GeneticsVJ2019VJ[ZbVJedeWeea 11 20

169 qharacterizationJofJhumanJiPεqWderivedJastrocytesJwithJpotentialJforJdiseaseJmodelingJandJdrugJ
discoveryXJNeuroscienceaLettersVJ2020VJea[VJ[acZ]f 3.3 20

168 TheJdementiaWassociatedJoP sJ˛µbJalleleJisJnotJassociatedJwithJrapidJeyeJmovementJsleepJbehaviorJ
disorderXJNeurobiologyaofaAgingVJ2017VJbgVJ][fXe[aW][fXe[c 5.6 20

167 ropamineJtransporterJεzqdoaJgenotypeJaffectsJcorticoWstriatalJactivityJofJsetWshiftsJinJParkinsonQsJ
diseaseXJBrainVJ2014VJ[aeVJaZ]cWac 11.2 20

166 outosomalJdominantJprimaryJlateralJsclerosisXJNeurologyVJ2007VJdfVJ[[cdWe 6.5 20

165 sxomeJsequencingJidentifiesJrecessiveJqrycαoP]JvariantsJinJpatientsJwithJisolatedJagenesisJofJ
corpusJcallosumXJEuropeanaJournalaofaHumanaGeneticsVJ2016VJ]bVJdZeW[Z 5.3 19

164 ’issenseJ’utationJossociatedJWithJtattyJocidJ’etabolismJandJαeducedJveightJinJureenlandersXJ
Circulation:aCardiovascularaGeneticsVJ2017VJ[ZVJ 19

163 TheJTanenbaumJ penJεcienceJwnstitutehJzeadingJaJParadigmJεhiftJatJtheJ’ontrealJ–eurologicalJ
wnstituteXJNeuronVJ2017VJgcVJ[ZZ]W[ZZd 13.9 19

162 qommonJandJrareJvariantJassociationJanalysesJinJamyotrophicJlateralJsclerosisJidentifyJ[cJriskJlociJ
withJdistinctJgeneticJarchitecturesJandJneuronWspecificJbiologyXJNatureaGeneticsVJ2021VJcaVJ[dadW[dbf 36.3 19

161 tullJsequencingJandJhaplotypeJanalysisJofJ’oPTJinJParkinsonQsJdiseaseJandJrapidJeyeJmovementJ
sleepJbehaviorJdisorderXJMovementaDisordersVJ2018VJaaVJ[Z[dW[Z]Z 7 19
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160 variantsJinJαs’JsleepJbehaviorJdisorderhJoJmulticenterJstudyXJNeurologyVJ2020VJgcVJe[ZZfWe[Z[d 6.5 18

159 odenylosuccinateJlyaseJRorεzSJandJinfantileJautismhJabsenceJofJpreviouslyJreportedJpointJmutationXJ
AmericanaJournalaofaMedicalaGeneticsaPartaAVJ1995VJdZVJccbWe 18

158
reJ–ovoJPathogenicJVariantsJinJ–WcadherinJqauseJaJεyndromicJ–eurodevelopmentalJrisorderJwithJ
qorpusJqollosumVJoxonVJqardiacVJ cularVJandJuenitalJrefectsXJAmericanaJournalaofaHumanaGeneticsVJ
2019VJ[ZcVJfcbWfdf

11 17

157 ossociationJofJpolygenicJscoreJforJmajorJdepressionJwithJresponseJtoJlithiumJinJpatientsJwithJ
bipolarJdisorderXJMolecularaPsychiatryVJ2021VJ]dVJ]bceW]beZ 15.1 17

156 TheJéuebecJParkinsonJ–etworkhJoJαesearcherWPatientJ’atchingJPlatformJandJ’ultimodalJ
piorepositoryXJJournalaofaParkinsonhsaDiseaseVJ2020VJ[ZVJaZ[Wa[a 5.3 17

155 ueneticJmarkersJofJαestlessJzegsJεyndromeJinJParkinsonJdiseaseXJParkinsonismaandaRelateda
DisordersVJ2015VJ][VJcf]Wc 3.6 16

154 zααy]JprotectiveJhaplotypeJandJfullJsequencingJstudyJinJαs’JsleepJbehaviorJdisorderXJ
ParkinsonismaandaRelatedaDisordersVJ2018VJc]VJgfW[Z[ 3.6 16

153 qonservedJpharmacologicalJrescueJofJhereditaryJspasticJparaplegiaWrelatedJphenotypesJacrossJ
modelJorganismsXJHumanaMolecularaGeneticsVJ2016VJ]cVJ[ZffWgg 5.6 16

152 oJdirectJinteractionJbetweenJtwoJαestlessJzegsJεyndromeJpredisposingJgeneshJ’swε[JandJεy α[XJ
ScientificaReportsVJ2018VJfVJ[][ea 4.9 16

151 tamilyWbasedJassociationJstudyJofJcommonJvariantsVJrareJmutationJstudyJandJepistaticJinteractionJ
detectionJinJvroqJgenesJinJschizophreniaXJSchizophreniaaResearchVJ2014VJ[dZVJgeW[Za 3.6 16

150 onalysisJofJtheJwnfluenceJofJmicroα–osJinJzithiumJαesponseJinJpipolarJrisorderXJFrontiersaina
PsychiatryVJ2018VJgVJ]Ze 5 15

149 ’utationJburdenJofJrareJvariantsJinJschizophreniaJcandidateJgenesXJPLoSaONEVJ2015VJ[ZVJeZ[]fgff 3.7 15

148 obnormalJactivityJofJmembraneJphospholipidJsyntheticJenzymesJinJtheJbrainJofJpatientsJwithJ
triedreichQsJataxiaJandJspinocerebellarJatrophyJtypeW[XJMovementaDisordersVJ2000VJ[cVJ]gbWaZZ 7 15

147 svolutionJofJaJvumanWεpecificJTandemJαepeatJossociatedJwithJozεXJAmericanaJournalaofaHumana
GeneticsVJ2020VJ[ZeVJbbcWbdZ 11 15

146 ’echanismsJUnderlyingJtheJvyperexcitabilityJofJqoaJandJrentateJuyrusJvippocampalJ–euronsJ
rerivedJtromJPatientsJWithJpipolarJrisorderXJBiologicalaPsychiatryVJ2020VJffVJ[agW[bg 7.9 15

145 oJnewJapproachJforJrareJvariationJcollapsingJonJfunctionalJproteinJdomainsJimplicatesJspecificJ
genicJregionsJinJozεXJGenomeaResearchVJ2019VJ]gVJfZgWf[f 9.7 14

144 onalysisJofJfunctionalJuz [JvariantsJinJtheJpTprgJlocusJandJrestlessJlegsJsyndromeXJSleepaMedicineVJ
2015VJ[dVJ[[c[Wc 4.6 14

143 P zαaoJvariantsJinJhereditaryJspasticJparaplegiaJandJataxiaXJBrainVJ2018VJ[b[VJe[ 11.2 14
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142 PrenatalJdiagnosisJofJ’achadoâ��xosephJdiseaseJbyJdirectJmutationJanalysisJ1998VJ[fVJd[[Wd[e 14

141 rysfunctionJofJtheJqerebralJulucoseJTransporterJεzqbco[JinJwndividualsJwithJwntellectualJrisabilityJ
andJspilepsyXJAmericanaJournalaofaHumanaGeneticsVJ2017VJ[ZZVJf]bWfaZ 11 13

140 oJrareJvariantJinJ’zyzJconfersJsusceptibilityJtoJoposJebWnegativeJolzheimerQsJdiseaseJinJvongJyongJ
qhineseJpopulationXJNeurobiologyaofaAgingVJ2018VJdfVJ[dZXe[W[dZXee 5.6 13

139 qomparisonJofJsequencingJbasedJq–VJdiscoveryJmethodsJusingJmonozygoticJtwinJquartetsXJPLoSa
ONEVJ2015VJ[ZVJeZ[]]]fe 3.7 13

138 qoP–[JmutationshJsxpandingJtheJqoP–[WrelatedJphenotypehJtromJhereditaryJspasticJparaparesisJ
toJspasticJataxiaXJEuropeanaJournalaofaMedicalaGeneticsVJ2019VJd]VJ[ZadZc 2.6 13

137 ’issenseJvariantsJinJoTP[oaJandJtXYrJgeneJfamilyJareJassociatedJwithJchildhoodWonsetJ
schizophreniaXJMolecularaPsychiatryVJ2020VJ]cVJf][WfaZ 15.1 13

136 onalysisJofJcommonJandJrareJvariantsJinJlateWonsetJParkinsonJdiseaseXJNeurology:aGeneticsVJ2020VJdVJafc 3.8 13

135 oJnovelJnonsenseJmutationJinJεq–goJinJaJ’oroccanJchildJwithJcongenitalJinsensitivityJtoJpainXJ
PediatricaNeurologyVJ2014VJc[VJeb[Wb 2.9 12

134 wncreasedJmissenseJmutationJburdenJofJtattyJocidJmetabolismJrelatedJgenesJinJnunavikJinuitJ
populationXJPLoSaONEVJ2015VJ[ZVJeZ[]f]cc 3.7 12

133 olopeciaJareataJuniversalisJinJanJinfantXJJournalaofaCutaneousaMedicineaandaSurgeryVJ2001VJcVJ[a[Wb 1.6 12

132 uenderJequalityJinJ’achadoWxosephJdiseaseXJNatureaGeneticsVJ1995VJ[[VJ[[fWg 36.3 12

131 sxomeJsequencingJinJgeneticJdiseasehJrecentJadvancesJandJconsiderationsXJFsrrrResearchVJ2020VJgVJ 3.6 12

130 εequencingJofJtheJupoJcoactivatorVJεaposinJqVJinJParkinsonJdiseaseXJNeurobiologyaofaAgingVJ2018VJ
e]VJ[feXe[W[feXea 5.6 12

129 TeneurinJtransmembraneJproteinJbJisJnotJaJcauseJforJessentialJtremorJinJaJqanadianJpopulationXJ
MovementaDisordersVJ2017VJa]VJ]g]W]gc 7 11

128 qlinicalJandJgeneticJanalysisJofJoTP[ao]JinJhereditaryJspasticJparaplegiaJexpandsJtheJphenotypeXJ
MolecularaGeneticsagamp;aGenomicaMedicineVJ2020VJfVJe[Zc] 2.3 11

127 ’olecularVJqellularVJandJueneticJreterminantsJofJεporadicJprainJorteriovenousJ’alformationsXJ
NeurosurgeryVJ2016VJdaJεupplJ[VJaeWb] 3.2 11

126 qharacterizationJofJtheJphenotypeJwithJcognitiveJimpairmentJandJproteinJmislocalizationJinJεqoabXJ
Neurology:aGeneticsVJ2020VJdVJebZa 3.8 11

125 onalysisJofJveterozygousJPαy–JVariantsJandJqopyW–umberJVariationsJinJParkinsonQsJriseaseXJ
MovementaDisordersVJ2021VJadVJ[efW[fe 7 11
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124 TargetedJsequencingJofJParkinsonQsJdiseaseJlociJgenesJhighlightsJεYT[[VJtut]ZJandJotherJ
associationsXJBrainVJ2021VJ[bbVJbd]Wbe] 11.2 11

123 εynapticJprocessesJandJimmuneWrelatedJpathwaysJimplicatedJinJTouretteJsyndromeXJTranslationala
PsychiatryVJ2021VJ[[VJcd 8.6 11

122 rissectingJtheJεharedJueneticJorchitectureJofJεuicideJottemptVJPsychiatricJrisordersVJandJynownJ
αiskJtactorsXJBiologicalaPsychiatryVJ2021VJ 7.9 11

121 uenomeWwideJassociationJanalysisJidentifiesJnewJcandidateJriskJlociJforJfamilialJintracranialJ
aneurysmJinJtheJtrenchWqanadianJpopulationXJScientificaReportsVJ2018VJfVJbacd 4.9 10

120 εY–s[JmutationsJcauseJautosomalWrecessiveJataxiaJwithJretainedJreflexesJinJprazilianJpatientsXJ
MovementaDisordersVJ2016VJa[VJ[ecbW[ecd 7 10

119 oJlocusJforJprimaryJlateralJsclerosisJonJchromosomeJbptelWbp[dX[XJArchivesaofaNeurologyVJ2008VJdcVJafaWd 10

118 TheJroleJofJtheJmelanomaJgeneJ’q[αJinJParkinsonJdiseaseJandJαs’JsleepJbehaviorJdisorderXJ
NeurobiologyaofaAgingVJ2016VJbaVJ[fZXeeW[fZXe[a 5.6 10

117 TripleJoJsyndromeJpresentingJasJcomplicatedJhereditaryJspasticJparaplegiaXJMolecularaGeneticsa
gamp;aGenomicaMedicineVJ2018VJdVJ[[abW[[ag 2.3 10

116 tsTJproteinsJregulateJlifespanJandJneuronalJintegrityXJScientificaReportsVJ2016VJdVJ]c[cg 4.9 9

115 ’ultimodalJneuroimagingJanalysisJinJpatientsJwithJεY–s[JotaxiaXJJournalaofatheaNeurologicala
SciencesVJ2018VJagZVJ]]eW]aZ 3.2 9

114 uenomeWwideJestimatesJofJheritabilityJandJgeneticJcorrelationsJinJessentialJtremorXJParkinsonisma
andaRelatedaDisordersVJ2019VJdbVJ]d]W]de 3.6 8

113 ossociationJstudyJofJessentialJtremorJgeneticJlociJinJParkinsonQs´ diseaseXJNeurobiologyaofaAgingVJ
2018VJddVJ[efXe[aW[efXe[c 5.6 8

112 spistasisJanalysisJlinksJimmuneJcascadesJandJcerebralJamyloidosisXJJournalaofaNeuroinflammationVJ
2015VJ[]VJ]]e 10.1 8

111 snrichmentJofJallelesJencodingJvariantsJwithJconstitutivelyJhyperactiveJ–oraseJinJpatientsJwithJ
ozεJandJotherJmotorJnerveJdisordersXJELifeVJ2021VJ[ZVJ 8.9 8

110 ossociationJstudyJofJr–oxq[aVJUqvz[VJvTαo]VJuwuYt]VJandJswtbu[JwithJParkinsonQsJdiseaseXJ
NeurobiologyaofaAgingVJ2021VJ[ZZVJ[[gXeeW[[gXe[a 5.6 8

109 yqqaJaxonopathyhJneuropathologicalJfeaturesJinJtheJcentralJandJperipheralJnervousJsystemXJ
ModernaPathologyVJ2016VJ]gVJgd]Wed 9.8 8

108 εomaticJexpansionJofJtheJhexanucleotideJrepeatJdoesJnotJoccurJinJozεJspinalJcordJtissuesXJ
Neurology:aGeneticsVJ2019VJcVJea[e 3.8 7

107 ossessingJtheJ– Tqv]–zqJuuqJexpansionJinJsuropeanJpatientsJwithJessentialJtremorXJBrainVJ2020VJ
[baVJefg 11.2 7

(2020-2021)
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106 VariantsJinJtheJ–iemannWPickJtypeJqJgeneJ–Pq[JareJnotJassociatedJwithJParkinsonQsJdiseaseXJ
NeurobiologyaofaAgingVJ2020VJgaVJ[baXe[W[baXeb 5.6 7

105 T XaJVariantsJoreJwnvolvedJinJαestlessJzegsJεyndromeJandJParkinsonQsJriseaseJwithJ ppositeJ
sffectsXJJournalaofaMolecularaNeuroscienceVJ2018VJdbVJab[Wabc 3.3 7

104 ’ineralJabsorptionJisJanJenrichedJpathwayJinJaJbrainJregionJofJrestlessJlegsJsyndromeJpatientsJwithJ
reducedJ’swε[JexpressionXJPLoSaONEVJ2019VJ[bVJeZ]]c[fd 3.7 7

103 yqqaJlossWofWfunctionJcontributesJtoJondermannJsyndromeJbyJinducingJactivityWdependentJ
neuromuscularJjunctionJdefectsXJNeurobiologyaofaDiseaseVJ2017VJ[ZdVJacWbf 7.5 7

102 ossessingJnonW’endelianJinheritanceJinJinheritedJaxonopathiesXJGeneticsainaMedicineVJ2020VJ]]VJ][[bW][[g8.1 7

101 wsJPersistentJ’otorJorJVocalJTicJrisorderJaJ’ilderJtormJofJTouretteJεyndromemXJMovementa
DisordersVJ2021VJadVJ[fggW[g[Z 7 7

100 qomprehensiveJonalysisJofJtamilialJParkinsonismJuenesJinJαapidWsyeW’ovementJεleepJpehaviorJ
risorderXJMovementaDisordersVJ2021VJadVJ]acW]bZ 7 7

99 svidenceJforJ–onW’endelianJwnheritanceJinJεpasticJParaplegiaJeXJMovementaDisordersVJ2021VJadVJ[ddbW[dec7 7

98 εPTo–[JvariantsJasJaJpotentialJcauseJforJautosomalJrecessiveJhereditaryJspasticJparaplegiaXJJournala
ofaHumanaGeneticsVJ2019VJdbVJ[[bcW[[c[ 4.3 6

97 α–oWpasedJTherapyJUtilizingJ culopharyngealJ’uscularJrystrophyJTranscriptJynockdownJandJ
αeplacementXJMolecularaTherapyanaNucleicaAcidsVJ2019VJ[cVJ[]W]c 10.7 6

96  ligogenicityVJqgorfe]JexpansionVJandJvariantJseverityJinJozεXJNeurogeneticsVJ2020VJ][VJ]]eW]b] 3 6

95 wdentificationJofJaJrareJpathwayJmutationJinJaJnonWsyndromicJhumanJbrainJarteriovenousJ
malformationJviaJexomeJsequencingXJHumanaGenomeaVariationVJ2018VJcVJ[fZZ[ 1.8 6

94 VanishingJwhiteJmatterJdiseaseJinJtrenchWqanadianJpatientsJfromJéuebecXJPediatricaNeurologyVJ
2014VJc[VJ]]cWa] 2.9 6

93 tamilyJdensityJofJalcoholismJandJlinkageJinformationJinJtheJanalysisJofJtheJq uoJdataXJGenetica
EpidemiologyVJ1999VJ[eJεupplJ[VJεad[Wd 2.6 6

92 –ewbornJapneaJcausedJbyJaJneurofibromaJatJtheJcraniocervicalJjunctionXJCanadianaJournalaofa
NeurologicalaSciencesVJ1994VJ][VJdbWd 1 6

91 riagnosingJZygosityJinJwnfantJTwinshJPhysicalJεimilarityVJuenotypingVJandJqhorionicity 6

90 uenomeWwideJassociationJstudyJidentifiesJgeneticJfactorsJthatJmodifyJageJatJonsetJinJ
’achadoWxosephJdiseaseXJAgingVJ2020VJ[]VJbeb]Wbecd 5.6 6

89 oJ]aJyearsJfollowWupJstudyJidentifiesJuzUT[JdeficiencyJsyndromeJinitiallyJdiagnosedJasJcomplicatedJ
hereditaryJspasticJparaplegiaXJEuropeanaJournalaofaMedicalaGeneticsVJ2016VJcgVJcdbWcdf 2.6 6
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88 αeassessingJuWoεJfindingsJforJtheJsharedJgeneticJbasisJofJinsomniaJandJrestlessJlegsJsyndromeXJ
SleepVJ2018VJb[VJ 1.1 6

87 veterozygousJPw–y[JpXub[[εJinJrapidJeyeJmovementJsleepJbehaviourJdisorderXJBrainVJ2017VJ[bZVJea] 11.2 5

86 –euralJfunctionJinJrqqJmutationJcarriersJwithJandJwithoutJmirrorJmovementsXJAnnalsaofaNeurologyVJ
2019VJfcVJbaaWbb] 9.4 5

85
wdentificationJofJaJnovelJhomozygousJεPueJmutationJbyJwholeJexomeJsequencingJinJaJureekJfamilyJ
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