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m Paper IF Citations

210 rKpolymorphicKuβrKmarkerKgeneticallyKlinkedKtoKyuntingtonRsKdiseaseYKNatureWK1983WKdagWKcdeXi 50.4 1977

209 ProteaseKinhibitorKdomainKencodedKbyKanKamyloidKproteinKprecursorKmRβrKassociatedKwithK
rlzheimerRsKdiseaseYKNatureWK1988WKddbWKfciXda 50.4 1045

208 TheKearlyXonsetKtorsionKdystoniaKgeneKSuYTbTKencodesKanKrTPXbindingKproteinYKNaturecGeneticsWK
1997WKbhWKeaXi 36.3 915

207 yuntingtonKdiseaseYKNaturecReviewscDiseasecPrimersWK2015WKbWKbfaaf 51.1 672

206 RelationshipKbetweenKtrinucleotideKrepeatKexpansionKandKphenotypicKvariationKinKyuntingtonRsK
diseaseYKNaturecGeneticsWK1993WKeWKdjdXh 36.3 606

205
VenezuelanKkindredsKrevealKthatKgeneticKandKenvironmentalKfactorsKmodulateKyuntingtonRsKdiseaseK
ageKofKonsetYKProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaWK2004WK
babWKdejiXfad

11.5 572

204 trxKrepeatKnumberKgovernsKtheKdevelopmentKrateKofKpathologyKinKyuntingtonRsKdiseaseYKAnnalscofc
NeurologyWK1997WKebWKgijXjc 9.4 512

203 zsolationKofKaKnovelKgeneKunderlyingKsattenKdiseaseWKt βdYKTheKznternationalKsattenKuiseaseK
tonsortiumYKCellWK1995WKicWKjejXfh 56.2 484

202 TissueXspecificKexpressionKofKaKsplicingKmutationKinKtheKz’s’rPKgeneKcausesKfamilialKdysautonomiaYK
AmericancJournalcofcHumancGeneticsWK2001WKgiWKfjiXgaf 11 477

201 yuntingtonRsKdiseaseYKPathogenesisKandKmanagementYKNewcEnglandcJournalcofcMedicineWK1986WKdbfWKbcghXhg59.2 472

200  ossKofKgenesKonKchromosomeKccKinKtumorigenesisKofKhumanKacousticKneuromaYKNatureWK1986WKdccWKgeeXh50.4 443

199 SequencingKchromosomalKabnormalitiesKrevealsKneurodevelopmentalKlociKthatKconferKriskKacrossK
diagnosticKboundariesYKCellWK2012WKbejWKfcfXdh 56.2 441

198 TheKwvRαKdomainkKaKuniqueKmoduleKinvolvedKinKtheKlinkageKofKcytoplasmicKproteinsKtoKtheK
membraneYKTrendscincBiochemicalcSciencesWK1998WKcdWKcibXc 10.3 440

197 yuntingtinKisKrequiredKforKneurogenesisKandKisKnotKimpairedKbyKtheKyuntingtonRsKdiseaseKtrxK
expansionYKNaturecGeneticsWK1997WKbhWKeaeXba 36.3 416

196 xeneticKlinkageKofKbilateralKacousticKneurofibromatosisKtoKaKuβrKmarkerKonKchromosomeKccYK
NatureWK1987WKdcjWKcegXi 50.4 413

195 UseKofKcyclosporinKrKinKestablishingKvpsteinXsarrKvirusXtransformedKhumanKlymphoblastoidKcellK
linesYKIncVitroWK1984WKcaWKifgXi 323

194 αolecularKgeneticskKunmaskingKpolyglutamineKtriggersKinKneurodegenerativeKdiseaseYKNaturec
ReviewscNeuroscienceWK2000WKbWKbajXbf 13.5 322
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193 yomozygotesKforKyuntingtonRsKdiseaseYKNatureWK1987WKdcgWKbjeXh 50.4 298

192 yyperkalemicKperiodicKparalysisKandKtheKadultKmuscleKsodiumKchannelKalphaXsubunitKgeneYKScienceWK
1990WKcfaWKbaaaXc 33.3 289

191 ’tTubdKisKaKmajorKdriverKofKmirroredKneuroanatomicalKphenotypesKofKtheKbgpbbYcKcopyKnumberK
variantYKNatureWK2012WKeifWKdgdXh 50.4 281

190 wamilialKdysautonomiaYKCurrentcOpinioncincGeneticscandcDevelopmentWK2002WKbcWKdahXbb 4.9 274

189 TheKgeneticKdefectKinKfamilialKrlzheimerRsKdiseaseKisKnotKtightlyKlinkedKtoKtheKamyloidKbetaXproteinK
geneYKNatureWK1987WKdcjWKbfgXh 50.4 253

188 yuKtrxKrepeatKimplicatesKaKdominantKpropertyKofKhuntingtinKinKmitochondrialKenergyKmetabolismYK
HumancMolecularcGeneticsWK2005WKbeWKcihbXia 5.6 246

187 SpecificKprogressiveKcrαPKreductionKimplicatesKenergyKdeficitKinKpresymptomaticKyuntingtonRsK
diseaseKknockXinKmiceYKHumancMolecularcGeneticsWK2003WKbcWKejhXfai 5.6 218

186 αutationsKinKtranscriptKisoformsKofKtheKneurofibromatosisKcKgeneKinKmultipleKhumanKtumourKtypesYK
NaturecGeneticsWK1994WKgWKbifXjc 36.3 215

185
tyuiKregulatesKneurodevelopmentalKpathwaysKassociatedKwithKautismKspectrumKdisorderKinKneuralK
progenitorsYKProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaWK2014WK
bbbWKveegiXhh

11.5 210

184 StructureKandKexpressionKofKtheKyuntingtonRsKdiseaseKgenekKevidenceKagainstKsimpleKinactivationK
dueKtoKanKexpandedKtrxKrepeatYKSomaticcCellcandcMolecularcGeneticsWK1994WKcaWKchXdi 210

183 rmyloidKformationKbyKmutantKhuntingtinkKthresholdWKprogressivityKandKrecruitmentKofKnormalK
polyglutamineKproteinsYKSomaticcCellcandcMolecularcGeneticsWK1998WKceWKcbhXdd 207

182 yumanKgeneKforKtorsionKdystoniaKlocatedKonKchromosomeKjqdcXqdeYKNeuronWK1989WKcWKbechXde 13.9 207

181 βyvXRwWKaKregulatoryKcofactorKforKβaSVTXyVKexchangeWKisKaKcommonKinteractorKforKmerlinKandKvRαK
SαvRαTKproteinsYKJournalcofcBiologicalcChemistryWK1998WKchdWKbchdXg 5.4 204

180 βwcZmerlinKisKaKnovelKnegativeKregulatorKofKmTORKcomplexKbWKandKactivationKofKmTORtbKisK
associatedKwithKmeningiomaKandKschwannomaKgrowthYKMolecularcandcCellularcBiologyWK2009WKcjWKecfaXgb4.8 202

179
tomplexKreorganizationKandKpredominantKnonXhomologousKrepairKfollowingKchromosomalK
breakageKinKkaryotypicallyKbalancedKgermlineKrearrangementsKandKtransgenicKintegrationYKNaturec
GeneticsWK2012WKeeWKdjaXhWKSb

36.3 190

178 vxonKscanningKforKmutationKofKtheKβwcKgeneKinKschwannomasYKHumancMolecularcGeneticsWK1994WKdWKebdXj 5.6 179

177 yuntingtonRsKdiseaseKgenekKregionalKandKcellularKexpressionKinKbrainKofKnormalKandKaffectedK
individualsYKAnnalscofcNeurologyWK1995WKdhWKcbiXda 9.4 178

176 TheKgenomicKlandscapeKofKbalancedKcytogeneticKabnormalitiesKassociatedKwithKhumanKcongenitalK
anomaliesYKNaturecGeneticsWK2017WKejWKdgXef 36.3 172

(2017-1987)
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175
rssessmentKofKcqcdYbKmicrodeletionKsyndromeKimplicatesKαsufKasKaKsingleKcausalKlocusKofK
intellectualKdisabilityWKepilepsyWKandKautismKspectrumKdisorderYKAmericancJournalcofcHumancGeneticsWK
2011WKijWKffbXgd

11 166

174 siotinXresponsiveKbasalKgangliaKdiseaseKmapsKtoKcqdgYdKandKisKdueKtoKmutationsKinKS tbjrdYK
AmericancJournalcofcHumancGeneticsWK2005WKhhWKbgXcg 11 158

173 trxKRepeatKβotKPolyglutamineK engthKueterminesKTimingKofKyuntingtonRsKuiseaseKOnsetYKCellWK
2019WKbhiWKiihXjaaYebe 56.2 155

172 PredictiveKtestingKforKyuntingtonRsKdiseaseKwithKuseKofKaKlinkedKuβrKmarkerYKNewcEnglandcJournalc
ofcMedicineWK1988WKdbiWKfdfXec 59.2 151

171 PermanentKinactivationKofKyuntingtonRsKdiseaseKmutationKbyKpersonalizedKalleleXspecificK
tRzSPRZtasjYKHumancMolecularcGeneticsWK2016WKcfWKefggXefhg 5.6 150

170 tlinicalKdiagnosisKbyKwholeXgenomeKsequencingKofKaKprenatalKsampleYKNewcEnglandcJournalcofc
MedicineWK2012WKdghWKcccgXdc 59.2 144

169 TheKyuntingtonRsKdiseaseKcandidateKregionKexhibitsKmanyKdifferentKhaplotypesYKNaturecGeneticsWK
1992WKbWKjjXbad 36.3 142

168 QuantitativeKneuropathologicalKchangesKinKpresymptomaticKyuntingtonRsKdiseaseYKAnnalscofc
NeurologyWK2001WKejWKcjXde 9.4 141

167 βeurofibromatosisKtypeKbKgeneKmutationsKinKneuroblastomaYKNaturecGeneticsWK1993WKdWKgcXg 36.3 141

166 varlyKphenotypesKthatKpresageKlateXonsetKneurodegenerativeKdiseaseKallowKtestingKofKmodifiersKinK
ydhKtrxKknockXinKmiceYKHumancMolecularcGeneticsWK2002WKbbWKgddXea 5.6 134

165  ocalizationKofKtheKgeneKforKfamilialKdysautonomiaKonKchromosomeKjKandKdefinitionKofKuβrK
markersKforKgeneticKdiagnosisYKNaturecGeneticsWK1993WKeWKbgaXe 36.3 133

164
βextXgenerationKsequencingKstrategiesKenableKroutineKdetectionKofKbalancedKchromosomeK
rearrangementsKforKclinicalKdiagnosticsKandKgeneticKresearchYKAmericancJournalcofcHumancGeneticsWK
2011WKiiWKegjXib

11 132

163 yeterogeneousKtopographicKandKcellularKdistributionKofKhuntingtinKexpressionKinKtheKnormalKhumanK
neostriatumYKJournalcofcNeuroscienceWK1997WKbhWKdafcXgd 6.6 131

162 rKgenomeKscanKforKmodifiersKofKageKatKonsetKinKyuntingtonKdiseasekKTheKyuKαrPSKstudyYKAmericanc
JournalcofcHumancGeneticsWK2003WKhdWKgicXh 11 131

161 yuntingtinKfacilitatesKpolycombKrepressiveKcomplexKcYKHumancMolecularcGeneticsWK2010WKbjWKfhdXid 5.6 128

160 uystoniaKgeneKinKrshkenaziK†ewishKpopulationKisKlocatedKonKchromosomeKjqdcXdeYKAnnalscofc
NeurologyWK1990WKchWKbbeXca 9.4 117

159 RescueKofKaKhumanKmRβrKsplicingKdefectKbyKtheKplantKcytokininKkinetinYKHumancMolecularcGeneticsWK
2004WKbdWKecjXdg 5.6 114

158
TheKpredominantlyKyvrTXlikeKmotifKstructureKofKhuntingtinKandKitsKassociationKandKcoincidentK
nuclearKentryKwithKdorsalWKanKβwXksZRelZdorsalKfamilyKtranscriptionKfactorYKBMCcNeuroscienceWK2002WK
dWKbf

3.2 109
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157 yuntingtonRsKdiseasekKseeingKtheKpathogenicKprocessKthroughKaKgeneticKlensYKTrendscincBiochemicalc
SciencesWK2006WKdbWKfddXea 10.3 107

156 ueletionKofKyuntingtonRsKdiseaseXlinkedKxiKSueSbaTKlocusKinKWolfXyirschhornKsyndromeYKNatureWK
1985WKdbiWKhfXi 50.4 106

155 wrequencyKandKdistributionKofKβwcKmutationsKinKschwannomasYKGenescChromosomescandcCancerWK
1996WKbhWKefXff 5 105

154 ReversalKofKaKfullXlengthKmutantKhuntingtinKneuronalKcellKphenotypeKbyKchemicalKinhibitorsKofK
polyglutamineXmediatedKaggregationYKBMCcNeuroscienceWK2005WKgWKb 3.2 102

153 rKcomparisonKofKneurologicalWKmetabolicWKstructuralWKandKgeneticKevaluationsKinKpersonsKatKriskKforK
yuntingtonRsKdiseaseYKAnnalscofcNeurologyWK1990WKciWKgbeXcb 9.4 100

152 RβrKSequenceKrnalysisKofKyumanKyuntingtonKuiseaseKsrainKRevealsKanKvxtensiveKzncreaseKinK
znflammatoryKandKuevelopmentalKxeneKvxpressionYKPLoScONEWK2015WKbaWKeabedfgd 3.7 99

151 wrequentKlossKofKchromosomeKbeKinKatypicalKandKmalignantKmeningiomakKidentificationKofKaKputativeK
RtumorKprogressionRKlocusYKOncogeneWK1997WKbeWKgbbXg 9.2 96

150 rKcosmidKcontigKandKhighKresolutionKrestrictionKmapKofKtheKcKmegabaseKregionKcontainingKtheK
yuntingtonRsKdiseaseKgeneYKNaturecGeneticsWK1993WKeWKbibXg 36.3 93

149 TheKyTTKtrxXvxpansionKαutationKueterminesKrgeKatKueathKbutKβotKuiseaseKuurationKinK
yuntingtonKuiseaseYKAmericancJournalcofcHumancGeneticsWK2016WKjiWKcihXji 11 92

148 TheKgeneKforKachondroplasiaKmapsKtoKtheKtelomericKregionKofKchromosomeKepYKNaturecGeneticsWK
1994WKgWKdbeXh 36.3 91

147 βormalKandKvxpandedKyuntingtonâ��sKuiseaseKxeneKrllelesKProduceKuistinguishableKProteinsKuueKtoK
TranslationKrcrossKtheKtrxKRepeatYKMolecularcMedicineWK1995WKbWKdheXdid 6.2 90

146 SαtyubKmutationsKassociatedKwithKaKrareKmuscularKdystrophyKcanKalsoKcauseKisolatedKarhiniaKandK
sosmaKarhiniaKmicrophthalmiaKsyndromeYKNaturecGeneticsWK2017WKejWKcdiXcei 36.3 88

145 yuntingtonRsKdiseasekKtheKcaseKforKgeneticKmodifiersYKGenomecMedicineWK2009WKbWKia 14.4 87

144 xeneticKmodifiersKofKyuntingtonRsKdiseaseYKMovementcDisordersWK2014WKcjWKbdfjXgf 7 84

143 tharacterizationKofKapparentlyKbalancedKchromosomalKrearrangementsKfromKtheKdevelopmentalK
genomeKanatomyKprojectYKAmericancJournalcofcHumancGeneticsWK2008WKicWKhbcXcc 11 84

142 αappingKofKtheKmucolipidosisKtypeKzVKgeneKtoKchromosomeKbjpKandKdefinitionKofKfounderK
haplotypesYKAmericancJournalcofcHumancGeneticsWK1999WKgfWKhhdXi 11 83

141 TranscriptionalKconsequencesKofKbgpbbYcKdeletionKandKduplicationKinKmouseKcortexKandKmultiplexK
autismKfamiliesYKAmericancJournalcofcHumancGeneticsWK2014WKjeWKihaXid 11 78

140 tSzxXecYKyzxyKTyROUxyPUTK’zβOαvKrβuKTRrβStRzPTOαvKrβr YSvSKRvVvr KβOVv K
TyvRrPvUTztKTrRxvTSKzβKβwcXuvwztzvβTKαvβzβxzOαrYKNeurorOncologyWK2018WKcaWKvifcXvifc 1 78

(2018-2006)

5



139 miRXbabXfpKexpressionKinKyuntingtonRsKdiseaseKbrainKrelatesKtoKageKofKonsetKandKtheKextentKofK
striatalKinvolvementYKBMCcMedicalcGenomicsWK2015WKiWKba 3.7 76

138 RegulationKofKmTORKcomplexKcKsignalingKinKneurofibromatosisKcXdeficientKtargetKcellKtypesYK
MolecularcCancercResearchWK2012WKbaWKgejXfj 6.6 74

137 yighKresolutionKlocalizationKofKrecombinationKhotKspotsKusingKspermKtypingYKNaturecGeneticsWK1994WK
hWKecaXe 36.3 74

136 αicroRβrsKlocatedKinKtheKyoxKgeneKclustersKareKimplicatedKinKhuntingtonRsKdiseaseKpathogenesisYK
PLoScGeneticsWK2014WKbaWKebaaebii 6 73

135 zsolationKofKpolymorphicKuβrKsegmentsKfromKhumanKchromosomeKcbYKNucleiccAcidscResearchWK1985WK
bdWKgahfXii 20.1 73

134 yuntingtonRsKdiseasekKtwoKfamiliesKwithKdifferingKclinicalKfeaturesKshowKlinkageKtoKtheKxiKprobeYK
ScienceWK1985WKccjWKhhgXj 33.3 71

133 yuntingtonRsKdiseaseKtrxKtrinucleotideKrepeatsKinKpathologicallyKconfirmedKpostXmortemKbrainsYK
NeurobiologycofcDiseaseWK1994WKbWKbfjXgg 7.5 70

132 uifferentialKexpressionKofKnormalKandKmutantKyuntingtonRsKdiseaseKgeneKallelesYKNeurobiologycofc
DiseaseWK1996WKdWKbidXja 7.5 68

131 TrinucleotideKinstabilitykKaKrepeatingKthemeKinKhumanKinheritedKdisordersYKAnnualcReviewcofc
MedicineWK1996WKehWKcabXj 17.4 66

130 yuntingtinkKaKsingleKbaitKhooksKmanyKspeciesYKCurrentcOpinioncincNeurobiologyWK1998WKiWKecfXda 7.6 64

129 vvidenceKforKaKmodifierKofKonsetKageKinKyuntingtonKdiseaseKlinkedKtoKtheKyuKgeneKinKepbgYK
NeurogeneticsWK2004WKfWKbajXbe 3 63

128 xenomeXwideKsignificanceKforKaKmodifierKofKageKatKneurologicalKonsetKinKyuntingtonRsKdiseaseKatK
gqcdXcekKtheKyuKαrPSKstudyYKBMCcMedicalcGeneticsWK2006WKhWKhb 2.1 62

127 yuntingtonRsKdiseaseYKNeuroMolecularcMedicineWK2003WKeWKhXca 4.6 61

126 rKmodifierKofKyuntingtonRsKdiseaseKonsetKatKtheKα ybKlocusYKHumancMolecularcGeneticsWK2017WKcgWKdifjXdigh5.6 59

125 yuKtrxXcorrelatedKgeneKexpressionKchangesKsupportKaKsimpleKdominantKgainKofKfunctionYKHumanc
MolecularcGeneticsWK2011WKcaWKciegXga 5.6 59

124 PreciseKgeneticKmappingKandKhaplotypeKanalysisKofKtheKfamilialKdysautonomiaKgeneKonKhumanK
chromosomeKjqdbYKAmericancJournalcofcHumancGeneticsWK1999WKgeWKbbbaXi 11 59

123 αagicinWKaKnovelKcytoskeletalKproteinKassociatesKwithKtheKβwcKtumorKsuppressorKmerlinKandKxrbcYK
OncogeneWK2004WKcdWKiibfXcf 9.2 56

122 TheKxeneticKuefectKtausingKyuntingtonâ��sKuiseasekKRepeatedKinKOtherKtontextspYKMolecularc
MedicineWK1997WKdWKcdiXceg 6.2 54
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121 αutantKhuntingtinKformsKinKvivoKcomplexesKwithKdistinctKcontextXdependentKconformationsKofKtheK
polyglutamineKsegmentYKNeurobiologycofcDiseaseWK1999WKgWKdgeXhf 7.5 53

120 wunctionallyKcompromisedKtyuhKallelesKinKpatientsKwithKisolatedKxnRyKdeficiencyYKProceedingscofc
thecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaWK2014WKbbbWKbhjfdXi 11.5 51

119 zdentificationKofKaKpresymptomaticKmolecularKphenotypeKinKydhKtrxKknockXinKmiceYKHumanc
MolecularcGeneticsWK2002WKbbWKccddXeb 5.6 49

118 rssessmentKofKcorticalKandKstriatalKinvolvementKinKfcdKyuntingtonKdiseaseKbrainsYKNeurologyWK2012WK
hjWKbhaiXbf 6.5 48

117 tommonKSβPXbasedKhaplotypeKanalysisKofKtheKepbgYdKyuntingtonKdiseaseKgeneKregionYKAmericanc
JournalcofcHumancGeneticsWK2012WKjaWKedeXee 11 48

116 tlonalKanalysisKofKaKcaseKofKmultipleKmeningiomasKusingKmultipleKmolecularKgeneticKapproacheskK
pathologyKcaseKreportYKNeurosurgeryWK1999WKefWKeajXbg 3.2 48

115 ueficiencyKofKhuntingtinKhasKpleiotropicKeffectsKinKtheKsocialKamoebaKuictyosteliumKdiscoideumYK
PLoScGeneticsWK2011WKhWKebaacafc 6 44

114 StructuralKthromosomalKRearrangementsKRequireKβucleotideX evelKResolutionkK essonsKfromK
βextXxenerationKSequencingKinKPrenatalKuiagnosisYKAmericancJournalcofcHumancGeneticsWK2016WKjjWKbabfXbadd11 43

113
srainKureaKincreaseKisKanKearlyKyuntingtonRsKdiseaseKpathogenicKeventKobservedKinKaKprodromalK
transgenicKsheepKmodelKandKyuKcasesYKProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaWK2017WKbbeWKvbbcjdXvbbdac

11.5 43

112 uescribingKsequencingKresultsKofKstructuralKchromosomeKrearrangementsKwithKaKsuggestedK
nextXgenerationKcytogeneticKnomenclatureYKAmericancJournalcofcHumancGeneticsWK2014WKjeWKgjfXhaj 11 40

111 vngineeringKmicrodeletionsKandKmicroduplicationsKbyKtargetingKsegmentalKduplicationsKwithK
tRzSPRYKNaturecNeuroscienceWK2016WKbjWKfbhXcc 25.5 39

110 yttKtrxKrepeatKexpansionKconfersKpleiotropicKgainsKofKmutantKhuntingtinKfunctionKinKchromatinK
regulationYKHumancMolecularcGeneticsWK2015WKceWKceecXfh 5.6 38

109 wurtherKmolecularKcharacterisationKofKtheKOVThdKtransgenicKsheepKmodelKofKyuntingtonRsKdiseaseK
identifiesKcorticalKaggregatesYKJournalcofcHuntingtonkscDiseaseWK2013WKcWKchjXjf 1.9 38

108 tSwbRKmosaicismKinKaKfamilyKwithKhereditaryKdiffuseKleukoencephalopathyKwithKspheroidsYKBrainWK
2016WKbdjWKbgggXhc 11.2 38

107 PairedXuuplicationKSignaturesKαarkKtrypticKznversionsKandKOtherKtomplexKStructuralKVariationYK
AmericancJournalcofcHumancGeneticsWK2015WKjhWKbhaXg 11 37

106 trypticKandKcomplexKchromosomalKaberrationsKinKearlyXonsetKneuropsychiatricKdisordersYKAmericanc
JournalcofcHumancGeneticsWK2014WKjfWKefeXgb 11 37

105 αeclizineKisKneuroprotectiveKinKmodelsKofKyuntingtonRsKdiseaseYKHumancMolecularcGeneticsWK2011WK
caWKcjeXdaa 5.6 36

104 zrradiationXreducedKhumanKchromosomeKcbKhybridsYKSomaticcCellcandcMolecularcGeneticsWK1988WKbeWKcddXec 36

(1988-1999)
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103 rKPotentialKtontributoryKRoleKforKtiliaryKuysfunctionKinKtheKbgpbbYcKgaaKkbKsPeXsPfKPathologyYK
AmericancJournalcofcHumancGeneticsWK2015WKjgWKhieXjg 11 35

102 αetabolicKdisruptionKidentifiedKinKtheKyuntingtonRsKdiseaseKtransgenicKsheepKmodelYKScientificc
ReportsWK2016WKgWKcagib 4.9 35

101 αonozygoticKtwinsKdiscordantKforKneurofibromatosisKbYKAmericancJournalcofcMedicalcGeneticspcPartcA
WK2010WKbfcrWKgabXg 2.5 35

100 αodelingKβwcKwithKhumanKarachnoidalKandKmeningiomaKcellKcultureKsystemskKβwcKsilencingKreflectsK
theKbenignKcharacterKofKtumorKgrowthYKNeurobiologycofcDiseaseWK2008WKcjWKchiXjc 7.5 35

99 αerlinkKtheKneurofibromatosisKcKtumorKsuppressorYKBiochimicacEtcBiophysicacActa:cReviewsconcCancer
WK1999WKbecdWKαcjXdg 11.2 35

98 rKhighXthroughputKkinomeKscreenKrevealsKserumZglucocorticoidXregulatedKkinaseKbKasKaKtherapeuticK
targetKforKβwcXdeficientKmeningiomasYKOncotargetWK2015WKgWKbgjibXjh 3.3 35

97  argeXscaleKphenomeKanalysisKdefinesKaKbehavioralKsignatureKforKyuntingtonRsKdiseaseKgenotypeKinK
miceYKNaturecBiotechnologyWK2016WKdeWKidiXee 44.5 30

96 tlinicalXxeneticKrssociationsKinKtheKProspectiveKyuntingtonKatKRiskKObservationalKStudyKSPyrROSTkK
zmplicationsKforKtlinicalKTrialsYKJAMAcNeurologyWK2016WKhdWKbacXba 17.2 29

95 ReciprocalKdeletionKandKduplicationKatKcqcdYbKindicatesKaKroleKforKαsufKinKautismKspectrumK
disorderYKEuropeancJournalcofcHumancGeneticsWK2014WKccWKfhXgd 5.3 29

94 srainXderivedKneurotrophicKfactorKdoesKnotKinfluenceKageKatKneurologicKonsetKofKyuntingtonRsK
diseaseYKNeurobiologycofcDiseaseWK2006WKceWKciaXf 7.5 29

93 vvidenceKforKsubarachnoidKspreadKinKtheKdevelopmentKofKmultipleKmeningiomasYKBraincPathologyWK
1995WKfWKbbXe 6 28

92
yighKresolutionKtimeXcourseKmappingKofKearlyKtranscriptomicWKmolecularKandKcellularKphenotypesKinK
yuntingtonRsKdiseaseKtrxKknockXinKmiceKacrossKmultipleKgeneticKbackgroundsYKHumancMolecularc
GeneticsWK2017WKcgWKjbdXjcc

5.6 27

91 PopulationKstratificationKmayKbiasKanalysisKofKPxtXb˛–KasKaKmodifierKofKageKatKyuntingtonKdiseaseK
motorKonsetYKHumancGeneticsWK2012WKbdbWKbiddXea 6.3 25

90 βoKpostXgeneticsKeraKinKhumanKdiseaseKresearchYKNaturecReviewscGeneticsWK2002WKdWKhcXj 30.1 25

89 rKnovelKneurodevelopmentalKdisorderKassociatedKwithKcompoundKheterozygousKvariantsKinKtheK
huntingtinKgeneYKEuropeancJournalcofcHumancGeneticsWK2016WKceWKbicgXbich 5.3 23

88
 inkageKanalysisKinKaKfamilyKwithKdominantlyKinheritedKtorsionKdystoniakKexclusionKofKtheK
proXopiomelanocortinKandKglutamicKacidKdecarboxylaseKgenesKandKotherKchromosomalKregionsK
usingKuβrKpolymorphismsYKJournalcofcNeurogeneticsWK1986WKdWKbfjXhf

1.6 23

87 rctinKcappingKproteinKtrPZsKregulatesKcellKmorphologyWKdifferentiationWKandKneuralKcrestKmigrationK
inKcraniofacialKmorphogenesisâ� YKHumancMolecularcGeneticsWK2016WKcfWKbcffXha 5.6 22

86 xeneticKαodificationKofKyuntingtonKuiseaseKrctsKvarlyKinKtheKPrediagnosisKPhaseYKAmericancJournalc
ofcHumancGeneticsWK2018WKbadWKdejXdfh 11 22
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85 zmplicationKofK RRtetKandKuPPgKinKneurodevelopmentalKdisordersYKAmericancJournalcofcMedicalc
GeneticspcPartcAWK2017WKbhdWKdjfXeag 2.5 22

84 tloningWKcharacterizationWKandKgenomicKstructureKofKtheKmouseKzkbkapKgeneYKDNAcandcCellcBiologyWK
2001WKcaWKfhjXig 3.6 22

83 PromotionKofKsomaticKtrxKrepeatKexpansionKbyKwanbKknockXoutKinKyuntingtonRsKdiseaseKknockXinK
miceKisKblockedKbyKαlhbKknockXoutYKHumancMolecularcGeneticsWK2020WKcjWKdaeeXdafd 5.6 22

82 xeneticKandKwunctionalKrnalysesKPointKtoKwrβbKasKtheKSourceKofKαultipleKyuntingtonKuiseaseK
αodifierKvffectsYKAmericancJournalcofcHumancGeneticsWK2020WKbahWKjgXbba 11 21

81 yuntingKforKyuntingtonRsKdiseaseYKMolecularcGeneticcMedicineWK1993WKdWKbdjXfi 21

80 TheKxeneticKαodifiersKofKαotorKOnsetrge´ SxeαKαOrTKWebsitekKxenomeXwideKrssociationKrnalysisK
forKxeneticKαodifiersKofKyuntingtonRsKuiseaseYKJournalcofcHuntingtonkscDiseaseWK2015WKeWKchjXie 1.9 20

79 uifferentialKeffectsKofKtheKyuntingtonRsKdiseaseKtrxKmutationKinKstriatumKandKcerebellumKareK
quantitativeKnotKqualitativeYKHumancMolecularcGeneticsWK2011WKcaWKecfiXgh 5.6 20

78  ocationKcloningKstrategyKforKcharacterizingKgeneticKdefectsKinKyuntingtonRsKdiseaseKandK
rlzheimerRsKdiseaseYKFASEBcJournalWK1989WKdWKcadgXeb 0.9 19

77 PopulationXspecificKgeneticKmodificationKofKyuntingtonRsKdiseaseKinKVenezuelaYKPLoScGeneticsWK2018WK
beWKebaahche 6 18

76
RareKueleteriousKPrRudKVariantsKinKtheKaP’tXsindingKRegionKareKzmplicatedKinKtheKPathogenesisKofK
yumanKtranialKβeuralKTubeKuefectsKViaKuisruptingKrpicalKTightK†unctionKwormationYKHumanc
MutationWK2017WKdiWKdhiXdij

4.7 17

75 ueKnovoKvariantsKinKtheKyelicaseXtKdomainKofKtyuiKareKassociatedKwithKsevereKphenotypesK
includingKautismWKlanguageKdisabilityKandKovergrowthYKHumancGeneticsWK2020WKbdjWKejjXfbc 6.3 17

74 TrrKrepeatKvariationKinKtheKxRz’cKgeneKdoesKnotKinfluenceKageKatKonsetKinKyuntingtonRsKdiseaseYK
BiochemicalcandcBiophysicalcResearchcCommunicationsWK2012WKeceWKeaeXi 3.4 17

73 rllelicKexpressionKofKtheKβwcKgeneKinKneurofibromatosisKcKandKschwannomatosisYKNeurogeneticsWK
1999WKcWKbabXi 3 17

72 αolecularKdetectionKofKaKepKdeletionKusingKPtRXbasedKpolymorphismskKaKtechniqueKforKtheKrapidK
detectionKofKtheKWolfXyirschhornKsyndromeYKAmericancJournalcofcMedicalcGeneticscPartcAWK1992WKeeWKeejXfe 17

71 vxpandingKtheKSpectrumKofKwounderKαutationsKtausingKzsolatedKxonadotropinXReleasingKyormoneK
ueficiencyYKJournalcofcClinicalcEndocrinologycandcMetabolismWK2015WKbaaWKvbdhiXif 5.6 16

70 PrenatalKdiagnosisKofKfamilialKdysautonomiaKbyKanalysisKofKlinkedKtrXrepeatKpolymorphismsKonK
chromosomeKjqdbXqddYKAmericancJournalcofcMedicalcGeneticscPartcAWK1995WKfjWKdejXff 16

69 yuntingtonRsKuiseaseKPathogenesiskKTwoKSequentialKtomponentsYKJournalcofcHuntingtonkscDiseaseWK
2021WKbaWKdfXfb 1.9 16

68 tandidateKlociKforKZimmermannX abandKsyndromeKatKdpbeYdYKAmericancJournalcofcMedicalcGeneticspc
PartcAWK2007WKbedrWKbahXbb 2.5 15
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67 xeneticKanalysisKofKtheKxRz’cKmodifierKeffectKinKyuntingtonRsKdiseaseYKBMCcNeuroscienceWK2006WKhWKgc 3.2 15

66 tharacterizationKofKaKduplicationKinKtheKterminalKbandKofKepKbyKmolecularKcytogeneticsYKAmericanc
JournalcofcMedicalcGeneticscPartcAWK1993WKegWKhcXg 15

65 ProbesKinKyuntingtonRsKchoreaKSreplyTYKNatureWK1986WKdcaWKcbXcc 50.4 15

64 SequenceX evelKrnalysisKofKtheKαajorKvuropeanKyuntingtonKuiseaseKyaplotypeYKAmericancJournalcofc
HumancGeneticsWK2015WKjhWKedfXee 11 14

63 vPyKreceptorKsignalingKasKaKnovelKtherapeuticKtargetKinKβwcXdeficientKmeningiomaYKNeurorOncologyWK
2018WKcaWKbbifXbbjg 1 14

62 yaplotypeXbasedKstratificationKofKyuntingtonRsKdiseaseYKEuropeancJournalcofcHumancGeneticsWK2017WK
cfWKbcacXbcaj 5.3 14

61 WβTZ˛†XtateninKPathwayKandKvpigeneticKαechanismsKRegulateKtheKPittXyopkinsKSyndromeKandK
SchizophreniaKRiskKxeneYKMolecularcNeuropsychiatryWK2017WKdWKfdXhb 4.9 14

60 xeneticKRiskKUnderlyingKPsychiatricKandKtognitiveKSymptomsKinKyuntingtonRsKuiseaseYKBiologicalc
PsychiatryWK2020WKihWKifhXigf 7.9 13

59 xeneticKvariationKinKtheKdRKuntranslatedKregionKofKtheKneurofibromatosisKbKgenekKapplicationKtoK
unequalKallelicKexpressionYKSomaticcCellcandcMolecularcGeneticsWK1998WKceWKbahXbj 12

58 αodifiedKsingleXstrandedKoligonucleotidesKinhibitKaggregateKformationKandKtoxicityKinducedKbyK
expandedKpolyglutamineYKJournalcofcMolecularcNeuroscienceWK2004WKceWKcfhXgh 3.3 12

57 vstrogenXrelatedKreceptorKgammaKimplicatedKinKaKphenotypeKincludingKhearingKlossKandKmildK
developmentalKdelayYKEuropeancJournalcofcHumancGeneticsWK2016WKceWKbgccXbgcg 5.3 12

56 OpposingKTumorXPromotingKandKXSuppressiveKwunctionsKofKRictorZmTORtcKSignalingKinKrdultK
xliomaKandKPediatricKSyyKαedulloblastomaYKCellcReportsWK2018WKceWKegdXehiYef 10.6 11

55
rKrareKexonicKβRXβdKdeletionKsegregatingKwithKneurodevelopmentalKandKneuropsychiatricK
conditionsKinKaKthreeXgenerationKthineseKfamilyYKAmericancJournalcofcMedicalcGeneticscPartcB:c
NeuropsychiatriccGeneticsWK2018WKbhhWKfijXfjf

3.5 11

54 vxtensiveKmolecularKgeneticKanalysisKofKtheKdpbeYdKregionKinKpatientsKwithKZimmermannX abandK
syndromeYKAmericancJournalcofcMedicalcGeneticspcPartcAWK2007WKbedrWKcggiXhe 2.5 11

53 xeneticKcriteriaKforKyuntingtonRsKdiseaseKpathogenesisYKBraincResearchcBulletinWK2007WKhcWKhiXic 3.9 11

52 PrenatalKdiagnosticKtestingKforKfamilialKdysautonomiaKusingKlinkedKgeneticKmarkersYKPrenatalc
DiagnosisWK1995WKbfWKibhXcg 3.2 11

51 tharacterizationKofKanKunusualKandKcomplexKchromosomeKcbKrearrangementKusingKsomaticKcellK
geneticsKandKclonedKuβrKprobesYKAmericancJournalcofcMedicalcGeneticscPartcAWK1989WKddWKdgjXhf 11

50 TimingKandKzmpactKofKPsychiatricWKtognitiveWKandKαotorKrbnormalitiesKinKyuntingtonKuiseaseYK
NeurologyWK2021WKjgWKecdjfXeceag 6.5 11
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49 rKsalancedKTranslocationKinK’allmannKSyndromeKzmplicatesKaK ongKβoncodingKRβrWKRαSTWKasKaK
xnRyKβeuronalKRegulatorYKJournalcofcClinicalcEndocrinologycandcMetabolismWK2020WKbafWK 5.6 11

48 βovelKalleleXspecificKquantificationKmethodsKrevealKnoKeffectsKofKadultKonsetKtrxKrepeatsKonKyTTK
mRβrKandKproteinKlevelsYKHumancMolecularcGeneticsWK2017WKcgWKbcfiXbcgh 5.6 10

47 TraditionalKandKsystemsKbiologyKbasedKdrugKdiscoveryKforKtheKrareKtumorKsyndromeK
neurofibromatosisKtypeKcYKPLoScONEWK2018WKbdWKeabjhdfa 3.7 10

46  inkageKanalysisKinKjuvenileKneuronalKceroidKlipofuscinosisYKAmericancJournalcofcMedicalcGeneticscPartc
AWK1992WKecWKfecXf 10

45 tandidateKglutamatergicKandKdopaminergicKpathwayKgeneKvariantsKdoKnotKinfluenceKyuntingtonRsK
diseaseKmotorKonsetYKNeurogeneticsWK2013WKbeWKbhdXj 3 9

44 TheKroleKofKmitochondrialKuβrKinKyuntingtonRsKdiseaseYKJournalcofcMolecularcNeuroscienceWK1989WKbWKbcjXbdg3.3 9

43 PartialKlinkageKmapKofKchromosomeKbdqKinKtheKregionKofKtheKWilsonKdiseaseKandKretinoblastomaK
genesYKGeneticcEpidemiologyWK1988WKfWKdhfXia 2.6 9

42 PotentialKmolecularKconsequencesKofKtransgeneKintegrationkKTheKRgZcKmouseKexampleYKScientificc
ReportsWK2017WKhWKebbca 4.9 8

41 βoKassociationKbetweenKalphaKbXantichymotrypsinKandKfamilialKrlzheimerRsKdiseaseYKAnnalscofcthec
NewcYorkcAcademycofcSciencesWK1996WKiacWKdfXeb 6.5 8

40 xeneticKlinkageKofKtheKyuntingtonRsKdiseaseKgeneKtoKaKuβrKmarkerYKCanadiancJournalcofc
NeurologicalcSciencesWK1984WKbbWKecbXf 1 8

39 yeritabilityKofKRiskKforKSuddenKtardiacKrrrestKinKvSRuYKJournalcofcthecAmericancSocietycofc
Nephrology:cJASNWK2015WKcgWKcibfXca 12.7 7

38 tβVKprofilesKofKthineseKpediatricKpatientsKwithKdevelopmentalKdisordersYKGeneticscincMedicineWK2021
WKcdWKggjXghi 8.1 7

37 yypomorphicKmutationKofKtheKmouseKyuntingtonRsKdiseaseKgeneKorthologueYKPLoScGeneticsWK2019WK
bfWKebaahhgf 6 6

36 yuntingtinKSuppliesKaKcsarXzndependentKwunctionKvssentialKforKvuTrXResistantKyomotypicKtellK
rdhesionKinKuictyosteliumKdiscoideumYKJournalcofcHuntingtonkscDiseaseWK2014WKdWKcgbXhb 1.9 6

35 thangingKmodelsKofKbiomedicalKresearchYKSciencecTranslationalcMedicineWK2009WKbWKbcmb 17.5 6

34 αediatorKSubunitKαedciKzsKvssentialKforKαouseKPeriXzmplantationKuevelopmentKandKPluripotencyYK
PLoScONEWK2015WKbaWKeabeabjc 3.7 6

33 rKcomplexKintragenicKrearrangementKofKvRttiKinKthineseKsiblingsKwithKtockayneKsyndromeYK
ScientificcReportsWK2017WKhWKeechb 4.9 5

32 rKnovelKmicroduplicationKofKrRzubskKtlinicalWKgeneticWKandKproteomicKfindingsYKAmericancJournalcofc
MedicalcGeneticspcPartcAWK2017WKbhdWKcehiXceie 2.5 5

(2017-2020)

11



31 PrevalenceKofKyuntingtonRsKdiseaseKgeneKtrxKtrinucleotideKrepeatKallelesKinKpatientsKwithKbipolarK
disorderYKBipolarcDisordersWK2015WKbhWKeadXi 3.8 5

30 tloningWKmappingWKandKexpressionKofKaKnovelKbrainXspecificKtranscriptKinKtheKfamilialKdysautonomiaK
candidateKregionKonKchromosomeKjqdbYKMammaliancGenomeWK2000WKbbWKibXd 3.2 5

29 rKbfXbpKdeletionKinKexonKfKofKtheKornithineKaminotransferaseKSOrTTKlocusKassociatedKwithKgyrateK
atrophyYKHumancMutationWK1992WKbWKcjdXh 4.7 5

28 uiscrepancyKresolvedYKNaturecGeneticsWK1993WKfWKcbf 36.3 5

27  inkageKmapKonKchromosomeKcbqKandKtheKassociationKofKaKuβrKhaplotypeKwithKaKpropensityKtoK
nondisjunctionKandKtrisomyKcbYKAnnalscofcthecNewcYorkcAcademycofcSciencesWK1985WKefaWKjfXbah 6.5 5

26 bgpbbYcKdeletionKisKassociatedKwithKhyperactivationKofKhumanKiPStXderivedKdopaminergicKneuronK
networksKandKisKrescuedKbyKRyOrKinhibitionKinKvitroYKNaturecCommunicationsWK2021WKbcWKcijh 17.4 5

25 rKcrossXdisorderKdosageKsensitivityKmapKofKtheKhumanKgenome 5

24 srigatinibKcausesKtumorKshrinkageKinKbothKβwcXdeficientKmeningiomaKandKschwannomaKthroughK
inhibitionKofKmultipleKtyrosineKkinasesKbutKnotKr ’YKPLoScONEWK2021WKbgWKeacfcaei 3.7 5

23 vxpandingKtheKnotionKofKdiseaseKinKyuntingtonRsKdiseaseYKBiologicalcPsychiatryWK2007WKgcWKbdea 7.9 4

22 TranscriptionalKconsequencesKofKαsufKdisruptionKinKmouseKbrainKandKtRzSPRXderivedKneuronsYK
MolecularcAutismWK2020WKbbWKef 6.5 3

21 wullKsequenceKofKmutantKhuntingtinKdRXuntranslatedKregionKandKmodulationKofKitsKgeneKregulatoryK
activityKbyKendogenousKmicroRβrYKJournalcofcHumancGeneticsWK2019WKgeWKjjfXbaae 4.3 3

20 vxonKtrappingKandKsequenceXbasedKmethodsKofKgeneKfindingKinKtranscriptKmappingKofKhumanK
epbgYdYKSomaticcCellcandcMolecularcGeneticsWK1997WKcdWKebdXch 3

19 rccuracyKofKtestingKforKyuntingtonRsKdiseaseYKNatureWK1986WKdcdWKbbi 50.4 3

18 vxomeKsequencingKofKindividualsKwithKyuntingtonRsKdiseaseKimplicatesKwrβbKnucleaseKactivityKinK
slowingKtrxKexpansionKandKdiseaseKonsetYYKNaturecNeuroscienceWK2022WK 25.5 3

17 yuntingtonKuiseaseK2001WK 2

16 ParallelizedKengineeringKofKmutationalKmodelsKusingKpiggysacKtransposonKdeliveryKofKtRzSPRKlibraries 2

15 yuntingtonâ��sKdiseaseKonsetKisKdeterminedKbyKlengthKofKuninterruptedKtrxWKnotKencodedK
polyglutamineWKandKisKmodifiedKbyKuβrKmaintenanceKmechanisms 2

14 αutationsKcausingK opesXαacielXRodanKsyndromeKareKhuntingtinKhypomorphsYKHumancMolecularc
GeneticsWK2021WKdaWKbdfXbei 5.6 2
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13 xeneticKmodifiersKofKyuntingtonKdiseaseKdifferentiallyKinfluenceKmotorKandKcognitiveKdomainsYYK
AmericancJournalcofcHumancGeneticsWK2022WK 11 2

12 rKrareKcaseKofKacquiredKimmunodeficiencyKassociatedKwithKmyelodysplasticKsyndromeYKMolecularc
Geneticsciamp;cGenomiccMedicineWK2019WKhWKejcd 2.3 1

11 rKlinkageKstudyKwithKuβrKmarkersKSueSjfWKueSbbfWKandKueSbbbTKinK†apaneseKyuntingtonKdiseaseK
familiesYKJapanesecJournalcofcHumancGeneticsWK1993WKdiWKbjdXcab 1

10 yuKtrxnomekKaKsearchKtoolKforKhuntingtinKtrxKrepeatKlengthXcorrelatedKgenesYKPLoScONEWK2014WKjWKejfffg3.7 1

9 uystoniaXspecificKmutationsKinKTyrPbKalterKtranscriptionKofKgenesKassociatedKwithK
neurodevelopmentKandKmyelinYKAmericancJournalcofcHumancGeneticsWK2021WKbaiWKcbefXcbfi 11 1

8 αagicinKSαvuciTWKaKPotentialKrdaptorKProteinYKFASEBcJournalWK2006WKcaWKrbad 0.9 1

7 rssociationKrnalysisKofKthromosomeKXKtoKzdentifyKxeneticKαodifiersKofKyuntingtonRsKuiseaseYK
JournalcofcHuntingtonkscDiseaseWK2021WKbaWKdghXdhf 1.9 1

6 yuntingtonRsKdiseasekKnearlyKfourKdecadesKofKhumanKmolecularKgeneticsYKHumancMolecularcGeneticsWK
2021WKdaWKRcfeXRcgd 5.6 1

5 rKαultiXOmicKyuntingtonRsKuiseaseKTransgenicKSheepXαodelKuatabaseKforKznvestigatingKuiseaseK
PathogenesisYKJournalcofcHuntingtonkscDiseaseWK2021WKbaWKecdXede 1.9 1

4
mTORKkinaseKinhibitionKdisruptsKneuregulinKbXvRssdKautocrineKsignalingKandKsensitizesK
βwcXdeficientKmeningiomaKcellularKmodelsKtoKzxwbRKinhibitionYKJournalcofcBiologicalcChemistryWK2021WK
cjgWKbaabfh

5.4 1

3 cabgKWilliamKrllanKrwardkKyumanKuiseaseKResearchkKxeneticKtyclingKandKReXcyclingYKAmericanc
JournalcofcHumancGeneticsWK2017WKbaaWKdihXdje 11

2 UnderstandingKtheKroleKofKtheKmerlinKinteractingKproteinKmagicinKasKpartKofKtheKmammalianK
αediatorKcomplexYKFASEBcJournalWK2006WKcaWKrhj 0.9

1 ’inomeKScreenKRevealsKSx’bKasKaKTherapeuticKTargetKforKβwckKznhibitionKofKmTORtbZcKisKαoreK
vffectiveKthanKRapamycinYKFASEBcJournalWK2015WKcjWKiijYe 0.9
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