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330 tundredsIofIvariantsIclusteredIinIgenomicIlociIandIbiologicalIpathwaysIaffectIhumanIheightWI
NatureUI2010UI4bcUId][Vd 50.4 1514
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NatureeGeneticsUI1995UIZZUI[acVba 36.3 433
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305 TheIUpàVzVacetylglucosamineI[VepimeraseXzVacetylmannosamineIkinaseIgeneIisImutatedIinI
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pressureWINatureeGeneticsUI2011UI4]UIZYYaVZZ 36.3 338
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299 mIhigherImutationalIburdenIinIfemalesIsupportsIaIKfemaleIprotectiveImodelKIinI
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294 seneticIassociationsIatIa]IlociIhighlightIcellItypesIandIbiologicalIpathwaysIrelevantIforIkidneyI
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variantWINatureUI2012UI4daUI]b]Vc 50.4 281

290 SexVstratifiedIgenomeVwideIassociationIstudiesIincludingI[cYUYYYIindividualsIshowIsexualI
dimorphismIinIgeneticIlociIforIanthropometricItraitsWIPLoSeGeneticsUI2013UIeUIeZYY]aYY 6 277

289 úestrictionIfragmentIlengthIpolymorphismsIinIgeneticIimprovementfImethodologiesUImappingIandI
costsWITheoreticaleandeAppliedeGeneticsUI1983UIbcUI]aV4] 6 271

288 udentificationIofIocorfZZIQTTpzZRIgeneImutationsIandIgeneticIheterogeneityIinInonphotosensitiveI
trichothiodystrophyWIAmericaneJournaleofeHumaneGeneticsUI2005UIcbUIaZYVb 11 262

287 SeventyVfiveIgeneticIlociIinfluencingItheIhumanIredIbloodIcellWINatureUI2012UI4e[UI]beVca 50.4 257

286 ohromosomalIassignmentIofItheIsecondIlocusIforIautosomalIdominantIcerebellarIataxiaIQSom[RItoI
chromosomeIZ[q[]V[4WZWINatureeGeneticsUI1993UI4UI[eaVe 36.3 257

285 seneticIpolymorphismIinIvarietalIidentificationIandIgeneticIimprovementWITheoreticaleandeAppliede
GeneticsUI1983UIbcUI[aV]] 6 250

284
oalpainI]IdeficiencyIisIassociatedIwithImyonuclearIapoptosisIandIprofoundIperturbationIofItheI
ukappanIalphaXzrVkappanIpathwayIinIlimbVgirdleImuscularIdystrophyItypeI[mWINatureeMedicineUI
1999UIaUIaY]VZZ

50.5 247

283 yetaVanalysesIidentifyIZ]IlociIassociatedIwithIageIatImenopauseIandIhighlightIpzmIrepairIandI
immuneIpathwaysWINatureeGeneticsUI2012UI44UI[bYVd 36.3 243

282 seneticIvariationInearIuúSZIassociatesIwithIreducedIadiposityIandIanIimpairedImetabolicIprofileWI
NatureeGeneticsUI2011UI4]UIca]VbY 36.3 237
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281 pysferlinIisIaIplasmaImembraneIproteinIandIisIexpressedIearlyIinIhumanIdevelopmentWIHumane
MoleculareGeneticsUI1999UIdUIdaaVbZ 5.6 230
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279 udentificationIofIheartIrateVassociatedIlociIandItheirIeffectsIonIcardiacIconductionIandIrhythmI
disordersWINatureeGeneticsUI2013UI4aUIb[ZV]Z 36.3 219

278 seneticIlociIinfluencingIkidneyIfunctionIandIchronicIkidneyIdiseaseWINatureeGeneticsUI2010UI4[UI]c]Va 36.3 205

277 TheIzincItransporterISxo]emZ]XZuàZ]IisIrequiredIforIconnectiveItissueIdevelopmentgIitsI
involvementIinInyàXTsrVbetaIsignalingIpathwaysWIPLoSeONEUI2008UI]UIe]b4[ 3.7 203

276 mIgeneIforImaturityIonsetIdiabetesIofItheIyoungIQyOpYRImapsItoIchromosomeIZ[qWINaturee
GeneticsUI1995UIeUI4ZdV[] 36.3 188
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JournaleofeMedicaleGeneticsUI2012UI4eUIbbYVd 5.8 182

273 oUnzIisIaIgeneIlocusIforIalbuminuriaWIJournaleofetheeAmericaneSocietyeofeNephrology:eJASNUI2011UI[[UIaaaVcY12.7 170

272 àrimaryIadhalinopathyfIaIcommonIcauseIofIautosomalIrecessiveImuscularIdystrophyIofIvariableI
severityWINatureeGeneticsUI1995UIZYUI[4]Va 36.3 170

271 yendelianIdisordersIdeserveImoreIattentionWINatureeReviewseGeneticsUI2006UIcUI[ccVd[ 30.1 168

270 oalpainopathyVaIsurveyIofImutationsIandIpolymorphismsWIAmericaneJournaleofeHumaneGeneticsUI
1999UIb4UIZa[4V4Y 11 161

269 yolecularIadaptationsIofIneuromuscularIdiseaseVassociatedIproteinsIinIresponseItoIeccentricI
exerciseIinIhumanIskeletalImuscleWIJournaleofePhysiologyUI2002UIa4]UI[ecV]Yb 3.9 159

268 yappingIofIaInovelIgeneIforIfamilialIhypertrophicIcardiomyopathyItoIchromosomeIZZWINaturee
GeneticsUI1993UI4UI]ZZV] 36.3 158

267 vuvenileIlimbVgirdleImuscularIdystrophyWIolinicalUIhistopathologicalIandIgeneticIdataIfromIaIsmallI
communityIlivingIinItheIúeunionIuslandWIBrainUI1996UIZZeIQIàtIZRUI[eaV]Yd 11.2 151

266 untracellularIstressIsignalingIpathwaysIactivatedIduringIhumanIisletIpreparationIandIfollowingI
acuteIcytokineIexposureWIDiabetesUI2004UIa]UI[dZaV[] 0.9 151

265
xossIofIcalpainI]IproteolyticIactivityIleadsItoImuscularIdystrophyIandItoIapoptosisVassociatedI
ukappanalphaXnuclearIfactorIkappanIpathwayIperturbationIinImiceWIJournaleofeCelleBiologyUI2000UI
ZaZUIZad]VeY

7.3 147

264 mbdominalIaorticIaneurysmIisIassociatedIwithIaIvariantIinIlowVdensityIlipoproteinIreceptorVrelatedI
proteinIZWIAmericaneJournaleofeHumaneGeneticsUI2011UIdeUIbZeV[c 11 145
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263 senomeVwideIassociationIstudyIidentifiesInewItxmIclassIuuIhaplotypesIstronglyIprotectiveIagainstI
narcolepsyWINatureeGeneticsUI2010UI4[UIcdbVe 36.3 145

262 mssociationIofIesrúVúelatedIxociIudentifiedIbyIsWmSIwithIuncidentIowpIandIqSúpWIPLoSeGeneticsUI
2011UIcUIeZYY[[e[ 6 144

261 TraitVbasedIanalysesIforItheIdetectionIofIlinkageIbetweenImarkerIlociIandIquantitativeItraitIlociIinI
crossesIbetweenIinbredIlinesWITheoreticaleandeAppliedeGeneticsUI1987UIc]UIaabVb[ 6 144

260 oharacterizationIofImonoclonalIantibodiesItoIcalpainI]IandIproteinIexpressionIinImuscleIfromI
patientsIwithIlimbVgirdleImuscularIdystrophyItypeI[mWIAmericaneJournaleofePathologyUI1998UIZa]UIZZbeVce5.8 140

259 TheIWntIreceptorIrZpZImediatesIchemoresistanceIinIneuroblastomaIthroughIactivationIofItheI
WntXbetaVcateninIpathwayWIOncogeneUI2009UI[dUI[[4aVab 9.2 137

258 úestrictionIfragmentIlengthIpolymorphismsIandIgeneticIimprovementIofIagriculturalIspeciesWI
EuphyticaUI1986UI]aUIZZZVZ[4 2.1 137

257 mutosomalVdominantIdistalImyopathyIassociatedIwithIaIrecurrentImissenseImutationIinItheIgeneI
encodingItheInuclearImatrixIproteinUImatrinI]WIAmericaneJournaleofeHumaneGeneticsUI2009UId4UIaZZVd 11 136

256 USt]mItranscriptsIencodeIclarinVZUIaIfourVtransmembraneVdomainIproteinIwithIaIpossibleIroleIinI
sensoryIsynapsesWIEuropeaneJournaleofeHumaneGeneticsUI2002UIZYUI]]eVaY 5.3 136

255
mIsusceptibilityIlocusIforIearlyVonsetInonVinsulinIdependentIQtypeI[RIdiabetesImellitusImapsItoI
chromosomeI[YqUIproximalItoItheIphosphoenolpyruvateIcarboxykinaseIgeneWIHumaneMoleculare
GeneticsUI1997UIbUIZ4YZVd

5.6 135

254 omTSàqú[UIaIhumanIautosomalInonsyndromicImaleIinfertilityIgeneWIEuropeaneJournaleofeHumane
GeneticsUI2003UIZZUI4ecVaY[ 5.3 131

253 mIhomeoboxIgeneUIvax[UIcontrolsItheIpatterningIofItheIeyeIdorsoventralIaxisWIProceedingseofethee
NationaleAcademyeofeScienceseofetheeUnitedeStateseofeAmericaUI1999UIebUIZYc[eV]4 11.5 129

252 mnIalphaVtectorinIgeneIdefectIcausesIaInewlyIidentifiedIautosomalIrecessiveIformIofIsensorineuralI
preVlingualInonVsyndromicIdeafnessUIprzn[ZWIHumaneMoleculareGeneticsUI1999UIdUI4YeVZ[ 5.6 127

251
senomewideIassociationIstudyIusingIaIhighVdensityIsingleInucleotideIpolymorphismIarrayIandI
caseVcontrolIdesignIidentifiesIaInovelIessentialIhypertensionIsusceptibilityIlocusIinItheIpromoterI
regionIofIendothelialIzOIsynthaseWIHypertensionUI2012UIaeUI[4dVaa

8.5 124

250 oongenitalIdyserythropoieticIanemiaItypeIuIisIcausedIbyImutationsIinIcodaninVZWIAmericaneJournale
ofeHumaneGeneticsUI2002UIcZUIZ4bcVc4 11 124

249 pefiningItheIqffectIofItheIZbpZZW[IpuplicationIonIoognitionUInehaviorUIandIyedicalIoomorbiditiesWI
JAMAePsychiatryUI2016UIc]UI[YV]Y 14.5 120

248 VocalIcordIandIpharyngealIweaknessIwithIautosomalIdominantIdistalImyopathyfIclinicalIdescriptionI
andIgeneIlocalizationItoIaq]ZWIAmericaneJournaleofeHumaneGeneticsUI1998UIb]UIZc][V4[ 11 120

247 runctionalIdefectsIofIaImuscleVspecificIcalpainUIpe4UIcausedIbyImutationsIassociatedIwithI
limbVgirdleImuscularIdystrophyItypeI[mWIJournaleofeBiologicaleChemistryUI1998UI[c]UIZcYc]Vd 5.4 119
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BiomoleculareStructureeandeDynamicsUI1986UI4UIZZV[Z 3.6 119
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245 seneticIcharacterizationIofIotOIproductionIhostIps44IandIderivativeIrecombinantIcellIlinesWI
BiochemicaleandeBiophysicaleResearcheCommunicationsUI2006UI]4YUIZYbeVcc 3.4 117

244 àroteomicIsignaturesfIaminoIacidIandIoligopeptideIcompositionsIdifferentiateIamongIphylaWI
Proteins:eStructureseFunctioneandeBioinformaticsUI2004UIa4UI[YV4Y 4.2 117

243 mutosomalIdominantIlateralItemporalIepilepsyfIclinicalIandIgeneticIstudyIofIaIlargeInasqueI
pedigreeIlinkedItoIchromosomeIZYqWIAnnalseofeNeurologyUI1999UI4aUIZd[Vd 9.4 117

242 senomeVwideIpredictionIofImatrixIattachmentIregionsIthatIincreaseIgeneIexpressionIinImammalianI
cellsWINatureeMethodsUI2007UI4UIc4cVa] 21.6 116

241 seneticIdeterminantsIofIdiastolicIandIpulseIpressureImapItoIdifferentIlociIinIxyonIhypertensiveI
ratsWINatureeGeneticsUI1993UI]UI]a4Vc 36.3 116

240 TowardIaIunifiedIapproachItoIgeneticImappingIofIeukaryotesIbasedIonIsequenceItaggedI
microsatelliteIsitesWINatureeBiotechnologyUI1990UIdUIe]YV[ 44.5 114

239 TheIZbpZZW[IlocusImodulatesIbrainIstructuresIcommonItoIautismUIschizophreniaIandIobesityWI
MolecularePsychiatryUI2015UI[YUIZ4YVc 15.1 112

238 seneticImaleIinfertilityIandImutationIofIomTSàqúIionIchannelsWIEuropeaneJournaleofeHumaneGenetics
UI2010UIZdUIZZcdVd4 5.3 110

237 ximbVgirdleImuscularIdystrophyIinIsuipˆ”zcoaIQnasqueIoountryUISpainRWIBrainUI1998UIZ[ZIQIàtIeRUIZc]aV4c 11.2 110

236 tumanVmouseIdifferencesIinItheIembryonicIexpressionIpatternsIofIdevelopmentalIcontrolIgenesI
andIdiseaseIgenesWIHumaneMoleculareGeneticsUI2000UIeUIZbaVc] 5.6 107

235 SecondaryIreductionIinIcalpainI]IexpressionIinIpatientsIwithIlimbIgirdleImuscularIdystrophyItypeI[nI
andIyiyoshiImyopathyIQprimaryIdysferlinopathiesRWINeuromusculareDisordersUI2000UIZYUIaa]Ve 2.9 106

234 qxpressionIandIfunctionalIcharacteristicsIofIcalpainI]IisoformsIgeneratedIthroughItissueVspecificI
transcriptionalIandIposttranscriptionalIeventsWIMoleculareandeCellulareBiologyUI1999UIZeUI4Y4cVaa 4.8 106
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chromosomeI[pWINatureeGeneticsUI1993UI]UI]4[Va 36.3 105

232
WholeIgenomeIsequencingIinIpatientsIwithIretinitisIpigmentosaIrevealsIpathogenicIpzmIstructuralI
changesIandIzqw[IasIaInewIdiseaseIgeneWIProceedingseofetheeNationaleAcademyeofeScienceseofethee
UnitedeStateseofeAmericaUI2013UIZZYUIZbZ]eV44

11.5 104

231 unIvitroItranscriptionIandIprocessingIofIaIyeastItúzmIgeneIcontainingIanIinterveningIsequenceWICellUI
1979UIZcUI]eeV4Yb 56.2 104

230 úeconcilingIevidenceVbasedImedicineIandIprecisionImedicineIinItheIeraIofIbigIdatafIchallengesIandI
opportunitiesWIGenomeeMedicineUI2016UIdUIZ]4 14.4 103

229 yappingIaIgeneIQSúzZRItoIchromosomeIZq[aVq]ZIinIidiopathicInephroticIsyndromeIconfirmsIaI
distinctIentityIofIautosomalIrecessiveInephrosisWIHumaneMoleculareGeneticsUI1995UI4UI[ZaaVd 5.6 100

228 mImodularIapproachIforIintegrativeIanalysisIofIlargeVscaleIgeneVexpressionIandIdrugVresponseIdataWI
NatureeBiotechnologyUI2008UI[bUIa]ZVe 44.5 99
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227 oalpainI]UItheIKgatekeeperKIofIproperIsarcomereIassemblyUIturnoverIandImaintenanceWI
NeuromusculareDisordersUI2008UIZdUIeZ]V[Z 2.9 97

226 senomeVwideImssociationIStudiesIudentifyIseneticIxociImssociatedIWithImlbuminuriaIinIpiabetesWI
DiabetesUI2016UIbaUIdY]VZc 0.9 96

225 oopyInumberIvariationsIandIcognitiveIphenotypesIinIunselectedIpopulationsWIJAMAeteJournaleofethee
AmericaneMedicaleAssociationUI2015UI]Z]UI[Y44Va4 27.4 96

224 seneticIlinkageIofItheIyuckleVWellsIsyndromeItoIchromosomeIZq44WIAmericaneJournaleofeHumane
GeneticsUI1999UIbaUIZYa4Ve 11 93

223 mIfounderImutationIinItheIgammaVsarcoglycanIgeneIofIgypsiesIpossiblyIpredatingItheirImigrationI
outIofIundiaWIHumaneMoleculareGeneticsUI1996UIaUI[YZeV[[ 5.6 91

222
SevereIchildhoodIautosomalIrecessiveImuscularIdystrophyIwithItheIdeficiencyIofItheIaYIkpaI
dystrophinVassociatedIglycoproteinImapsItoIchromosomeIZ]qZ[WIHumaneMoleculareGeneticsUI1993UI
[UIZ4[]Vd

5.6 88

221 pimericItúzmIprecursorsIinIyeastWINatureUI1980UI[dcUIcaYV[ 50.4 85

220 yutationsIinItheIheparanVsulfateIproteoglycanIglypicanIbIQsàobRIimpairIendochondralIossificationI
andIcauseIrecessiveIomodysplasiaWIAmericaneJournaleofeHumaneGeneticsUI2009UId4UIcbYVcY 11 84

219
StableIexpressionIofIcalpainI]IfromIaImuscleItransgeneIinIvivofIimmatureImuscleIinItransgenicImiceI
suggestsIaIroleIforIcalpainI]IinImuscleImaturationWIProceedingseofetheeNationaleAcademyeofeSciencese
ofetheeUnitedeStateseofeAmericaUI2002UIeeUIddc4Ve

11.5 82

218 VacuolitingImegalencephalicIleukoencephalopathyIwithIsubcorticalIcystsUImappedItoIchromosomeI
[[qtelWIAmericaneJournaleofeHumaneGeneticsUI2000UIbbUIc]]Ve 11 82

217 xinkageIofItheIgeneIforIcystinosisItoImarkersIonItheIshortIarmIofIchromosomeIZcWITheIoystinosisI
oollaborativeIúesearchIsroupWINatureeGeneticsUI1995UIZYUI[4bVd 36.3 82

216 zovelIrOXrZImutationsIinIsporadicIandIfamilialIcasesIofIalveolarIcapillaryIdysplasiaIwithImisalignedI
pulmonaryIveinsIimplyIaIroleIforIitsIpzmIbindingIdomainWIHumaneMutationUI2013UI]4UIdYZVZZ 4.7 80

215 oalpainI]IcleavesIfilaminIoIandIregulatesIitsIabilityItoIinteractIwithIgammaVIandIdeltaVsarcoglycansWI
MuscleeandeNerveUI2003UI[dUI4c[Vd] 3.4 79

214 oircadianIregulationIofIisletIgenesIinvolvedIinIinsulinIproductionIandIsecretionWIMoleculareande
CellulareEndocrinologyUI2004UI[[bUIaeVbb 4.4 77

213 TheIregionIonIepIassociatedIwithI4bUXYIsexIreversalIcontainsIseveralItranscriptsIexpressedIinItheI
urogenitalIsystemIandIaInovelIdoublesexVrelatedIdomainWIGenomicsUI2000UIb4UIZcYVd 4.3 77

212 yarkerVbasedImappingIofIquantitativeItraitIlociIusingIreplicatedIprogeniesWITheoreticaleandeAppliede
GeneticsUI1990UIdYUI[YaVd 6 75

211 senomeVwideImetaVanalysisIforIserumIcalciumIidentifiesIsignificantlyIassociatedISzàsInearItheI
calciumVsensingIreceptorIQomSúRIgeneWIPLoSeGeneticsUI2010UIbUIeZYYZY]a 6 74

210 àrematureIterminationIcodonsIinIàúàr]ZIcauseIretinitisIpigmentosaIviaIhaploinsufficiencyIdueItoI
nonsenseVmediatedImúzmIdecayWIJournaleofeClinicaleInvestigationUI2008UIZZdUIZaZeV]Z 15.9 72
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209 yuscularIdystrophyIdueItoIdysferlinIdeficiencyIinIxibyanIvewsWIolinicalIandIgeneticIfeaturesWIBrainUI
2000UIZ[]IQIàtIbRUIZ[[eV]c 11.2 71

208 senomeVwideIassociationIstudyIofImetabolicItraitsIrevealsInovelIgeneVmetaboliteVdiseaseIlinksWI
PLoSeGeneticsUI2014UIZYUIeZYY4Z][ 6 70

207 mIbiochemicalUIgeneticUIandIclinicalIsurveyIofIautosomalIrecessiveIlimbIgirdleImuscularIdystrophiesI
inITurkeyWIAnnalseofeNeurologyUI1997UI4[UI[[[Ve 9.4 70

206 oellVpermeableIpeptidesIinduceIdoseVIandIlengthVdependentIcytotoxicIeffectsWIBiochimicaeEte
BiophysicaeActaeteBiomembranesUI2007UIZcbdUI[[[[V]4 3.8 70

205 tepatitisInIvirusVrelatedIinsertionalImutagenesisIimplicatesISqúomZIgeneIinItheIcontrolIofI
apoptosisWIOncogeneUI2000UIZeUI[dccVdb 9.2 70

204 úeportIofItheIpzmIcommitteeIandIcataloguesIofIclonedIandImappedIgenesUImarkersIformattedIforI
àoúIandIpzmIpolymorphismsWICytogeneticeandeGenomeeResearchUI1991UIadUIZZeYVZd][ 1.9 69

203 oonfirmationIofItheIoriginIofIzuSotIsyndromeWIHumaneMutationUI2006UI[cUI4YdVZY 4.7 66

202 ohromosomeIZaVlinkedIlimbVgirdleImuscularIdystrophyfIclinicalIphenotypesIinIúeunionIuslandIandI
rrenchImetropolitanIcommunitiesWINeuromusculareDisordersUI1996UIbUI44cVa] 2.9 65

201 pzmVxevelIàolymorphismIasIaIToolIinIrisheriesIScienceWICanadianeJournaleofeFisherieseandeAquatice
SciencesUI1988UI4aUIZYcaVZYdc 2.4 65

200 àhysiologyIandIgeneticsIofIcarbamoylphosphateIsynthesisIinIqscherichiaIcoliIwZ[WIMoleculare
GeneticseandeGenomicsUI1974UIZ]]UI[eeV]Zb 65

199 mtuZUIaIpivotalIneurodevelopmentalIgeneUIandIoborf[ZcIareIassociatedIwithIsusceptibilityItoI
schizophreniaWIEuropeaneJournaleofeHumaneGeneticsUI2006UIZ4UIZZZZVe 5.3 64

198 petectionIofIlinkageIbetweenImarkerIlociIandIlociIaffectingIquantitativeItraitsIinIcrossesIbetweenI
segregatingIpopulationsWITheoreticaleandeAppliedeGeneticsUI1988UIcbUI[[dV]b 6 64

197 ramilialIhypertrophicIcardiomyopathyWIyicrosatelliteIhaplotypingIandIidentificationIofIaIhotIspotI
forImutationsIinItheIbetaVmyosinIheavyIchainIgeneWIJournaleofeClinicaleInvestigationUI1993UIe[UI[dYcVZ] 15.9 63

196 TheIgeneIforItheITmTmIbindingIproteinIQTnàRIthatIcontainsIaIhighlyIpolymorphicIproteinIcodingI
omsIrepeatImapsItoIbq[cWIGenomicsUI1994UI[ZUIbbcVd 4.3 62

195 àharmacogeneticsIofIglatiramerIacetateItherapyIforImultipleIsclerosisIrevealsIdrugVresponseI
markersWIPharmacogeneticseandeGenomicsUI2007UIZcUIbacVbb 1.9 61

194 oontributionIofI[YIsingleInucleotideIpolymorphismsIofIZ]IgenesItoIdyslipidemiaIassociatedIwithI
antiretroviralItherapyWIPharmacogeneticseandeGenomicsUI2007UIZcUIcaaVb4 1.9 60

193 unIvitroIwholeVgenomeIanalysisIidentifiesIaIsusceptibilityIlocusIforItuVVZWIPLoSeBiologyUI2008UIbUIe][ 9.7 59

192 yolecularIandIcellularIbasisIofIcalpainopathyIQlimbIgirdleImuscularIdystrophyItypeI[mRWIBiochimicae
EteBiophysicaeActaeteMoleculareBasiseofeDiseaseUI2007UIZcc[UIZ[dV44 6.9 59

(2007-2000)
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191 mIharmonizedImetaVknowledgebaseIofIclinicalIinterpretationsIofIsomaticIgenomicIvariantsIinI
cancerWINatureeGeneticsUI2020UIa[UI44dV4ac 36.3 58

190 SoúunIandIàUrbYIareIprimaryIdriversIofItheImultisystemicIphenotypesIofItheIdq[4W]IcopyVnumberI
variantWIAmericaneJournaleofeHumaneGeneticsUI2013UIe]UIcedVdZZ 11 58

189 TheIzumberIofIsenomicIoopiesIatItheIZbpZZW[IxocusIyodulatesIxanguageUIVerbalIyemoryUIandI
unhibitionWIBiologicalePsychiatryUI2016UIdYUIZ[eVZ]e 7.9 57

188 mInewIdimensionIforItheIhumanIgenomeIprojectfItowardsIcomprehensiveIexpressionImapsWINaturee
GeneticsUI1997UIZbUIZ[bV][ 36.3 57

187 towIneutralIareIsynonymousIcodonImutationskWINatureeGeneticsUI1995UIZYUI[ae 36.3 57

186 àeroxisomalIandImicrosomalIlipidIpathwaysIassociatedIwithIresistanceItoIhepaticIsteatosisIandI
reducedIproVinflammatoryIstateWIJournaleofeBiologicaleChemistryUI2010UI[daUI]ZYZZV[] 5.4 54

185 àenetranceIofImarkedIcognitiveIimpairmentIinIolderImaleIcarriersIofItheIryúZIgeneIpremutationWI
JournaleofeMedicaleGeneticsUI2009UI4bUIdZdV[4 5.8 54

184 pzmIsegmentsImappedIbyIreciprocalIuseIofImicrosatelliteIprimersIbetweenImouseIandIratWI
MammalianeGenomeUI1993UI4UIacZVb 3.2 54

183 xargeIrestrictionIfragmentsIcontainingIpolyVTsIareIhighlyIpolymorphicIinIaIvarietyIofIvertebratesWI
NucleiceAcidseResearchUI1990UIZdUIZZ[eV][ 20.1 53

182 TheIphenotypeIofIrecurrentIZYq[[q[]IdeletionsIandIduplicationsWIEuropeaneJournaleofeHumane
GeneticsUI2011UIZeUI4YYVd 5.3 52

181 úecommendationsIforIlocusVspecificIdatabasesIandItheirIcurationWIHumaneMutationUI2008UI[eUI[Va 4.7 52

180 SixIandIqyaIexpressionIduringIhumanIsomitogenesisIandIyyopIgeneIfamilyIactivationWIJournaleofe
MuscleeResearcheandeCelleMotilityUI2002UI[]UI[aaVb4 3.5 52

179 qxpressionIofIgenesIQomàz]UISsomUISsonUIandITTzRIinvolvedIinIprogressiveImuscularIdystrophiesI
duringIearlyIhumanIdevelopmentWIGenomicsUI1998UI4dUIZ4aVab 4.3 52

178 oardiacImyosinIbindingIproteinIoIgeneIisIspecificallyIexpressedIinIheartIduringImurineIandIhumanI
developmentWICirculationeResearchUI1998UId[UIZ]YV] 15.7 51

177 mIlinkageImapIofIhumanIchromosomeIZaIwithIanIaverageIresolutionIofI[IcyIandIcontainingIaaI
polymorphicImicrosatellitesWIHumaneMoleculareGeneticsUI1993UI[UI[YZeV]Y 5.6 51

176 mssociationIbetweenIoVreactiveIproteinIandIadiposityIinIwomenWIJournaleofeClinicaleEndocrinologye
andeMetabolismUI2009UIe4UI]ebeVcc 5.6 50

175
UseIofIaIcombinedIexIvivoXinIvivoIpopulationIapproachIforIscreeningIofIhumanIgenesIinvolvedIinI
theIhumanIimmunodeficiencyIvirusItypeIZIlifeIcycleIforIvariantsIinfluencingIdiseaseIprogressionWI
JournaleofeVirologyUI2005UIceUIZ[bc4VdY

6.6 50

174
àathophysiologyIofIlimbIgirdleImuscularIdystrophyItypeI[mfIhypothesisIandInewIinsightsIintoItheI
ukappanalphaXzrVkappanIsurvivalIpathwayIinIskeletalImuscleWIJournaleofeMoleculareMedicineUI2001UI
ceUI[a4VbZ

5.5 50
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173 yutationsIinIcalpainI]IassociatedIwithIlimbIgirdleImuscularIdystrophyfIanalysisIbyImolecularI
modelingIandIbyImutationIinImVcalpainWIBiophysicaleJournalUI2001UIdYUI[aeYVb 2.9 50

172 yappingIofIaIchromosomeIZaIregionIinvolvedIinIlimbIgirdleImuscularIdystrophyWIHumaneMoleculare
GeneticsUI1994UI]UI[daVe] 5.6 50

171 àhysicalImappingIofIplastidIpzmIvariationIamongIelevenIzicotianaIspeciesWITheoreticaleandeAppliede
GeneticsUI1984UIbeUIZVZ4 6 50

170 TheIcVvunIzVterminalIkinaseIvzwIparticipatesIinIcytokineVIandIisolationIstressVinducedIratI
pancreaticIisletIapoptosisWIDiabetologiaUI2007UIaYUIZbbYVe 10.3 47

169 ZbpZZW[IbYYIkbIpuplicationsIconferIriskIforItypicalIandIatypicalIúolandicIepilepsyWIHumaneMoleculare
GeneticsUI2014UI[]UIbYbeVdY 5.6 45

168 zovelIapproachIidentifiesISzàsIinISxo[mZYIandIwozweIwithIevidenceIforIparentVofVoriginIeffectIonI
bodyImassIindexWIPLoSeGeneticsUI2014UIZYUIeZYY4aYd 6 45

167 oaffeineIintakeIandIoYàZm[IvariantsIassociatedIwithIhighIcaffeineIintakeIprotectInonVsmokersI
fromIhypertensionWIHumaneMoleculareGeneticsUI2012UI[ZUI][d]Ve[ 5.6 45

166 uxVZcIreceptorImIandIadenosineIdeaminaseI[IdeficiencyIinIsiblingsIwithIrecurrentIinfectionsIandI
chronicIinflammationWIJournaleofeAllergyeandeClinicaleImmunologyUI2016UIZ]cUIZZdeVZZebWe[ 11.5 44

165 ohromosomalIcontactsIconnectIlociIassociatedIwithIautismUInyuIandIheadIcircumferenceI
phenotypesWIMolecularePsychiatryUI2017UI[[UId]bVd4e 15.1 43

164 sV4ZdUIanIelongationIinhibitorIofIdYISIribosomesWIBiochimicaeEteBiophysicaeActaeGeneeRegulatorye
MechanismsUI1983UIc4ZUIZ[]Vc 42

163 mInewIlocusIforIautosomalIdominantIdilatedIcardiomyopathyIidentifiedIonIchromosomeIbqZ[VqZbWI
AmericaneJournaleofeHumaneGeneticsUI2001UIbdUI[4ZVb 11 41

162 zetworkVguidedIanalysisIofIgenesIwithIalteredIsomaticIcopyInumberIandIgeneIexpressionIrevealsI
pathwaysIcommonlyIperturbedIinImetastaticImelanomaWIPLoSeONEUI2011UIbUIeZd]be 3.7 40

161 sWmSIofIhumanIbitterItasteIperceptionIidentifiesInewIlociIandIrevealsIadditionalIcomplexityIofI
bitterItasteIgeneticsWIHumaneMoleculareGeneticsUI2014UI[]UI[aeVbc 5.6 39

160 TargetIsequencingUIcellIexperimentsUIandIaIpopulationIstudyIestablishIendothelialInitricIoxideI
synthaseIQezOSRIgeneIasIhypertensionIsusceptibilityIgeneWIHypertensionUI2013UIb[UId44Va[ 8.5 39

159 udentificationIofIputativeIinIvivoIsubstratesIofIcalpainI]IbyIcomparativeIproteomicsIofI
overexpressingItransgenicIandInontransgenicImiceWIProteomicsUI2006UIbUIbYcaVd4 4.8 39

158 TheIsrowingIumportanceIofIozVsfIzewIunsightsIforIpetectionIandIolinicalIunterpretationWIFrontierse
ineGeneticsUI2013UI4UIe[ 4.5 38

157 tighVlevelItransgeneIexpressionIbyIhomologousIrecombinationVmediatedIgeneItransferWINucleice
AcidseResearchUI2011UI]eUIeZY4 20.1 38

156 mIsingleVbaseIsubstitutionIwithinIanIintronicIrepetitiveIelementIcausesIdominantIretinitisI
pigmentosaIwithIreducedIpenetranceWIHumaneMutationUI2009UI]YUIZ]4YVc 4.7 38
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155 netaVsarcoglycanfIgenomicIanalysisIandIidentificationIofIaInovelImissenseImutationIinItheIxsyp[qI
mmishIisolateWINeuromusculareDisordersUI1998UIdUI]YVd 2.9 38

154 oalpainI]ImúzmIexpressionIinImiceIafterIdenervationIandIduringImuscleIregenerationWIAmericane
JournaleofePhysiologyeteCellePhysiologyUI2001UI[dYUIoZabZVe 5.4 38

153 mIprimaryIexpressionImapIofItheIchromosomeIZaqZaIregionIcontainingItheIrecessiveIformIofI
limbVgirdleImuscularIdystrophyIQxsyp[mRIgeneWIHumaneMoleculareGeneticsUI1995UI4UIcZcV[a 5.6 38

152 mdvancesIinItheImolecularIgeneticsIofItheIlimbVgirdleItypeIofIautosomalIrecessiveIprogressiveI
muscularIdystrophyWICurrenteOpinioneineNeurologyUI1996UIeUI]deVe] 7.1 38

151 ozVVassociationImetaVanalysisIinIZeZUZbZIquropeanIadultsIrevealsInewIlociIassociatedIwithI
anthropometricItraitsWINatureeCommunicationsUI2017UIdUIc44 17.4 37

150 unfluenceIofIoúToZIpolymorphismsIonIbodyImassIindexIandIfatImassIinIpsychiatricIpatientsIandItheI
generalIadultIpopulationWIJAMAePsychiatryUI2013UIcYUIZYZZVe 14.5 37

149 mImultiVSzàIlocusVassociationImethodIrevealsIaIsubstantialIfractionIofItheImissingIheritabilityWI
AmericaneJournaleofeHumaneGeneticsUI2012UIeZUIdb]VcZ 11 37

148 rineImappingIofIaIschizophreniaIsusceptibilityIlocusIatIchromosomeIbq[]fIincreasedIevidenceIforI
linkageIandIreducedIlinkageIintervalWIEuropeaneJournaleofeHumaneGeneticsUI2005UIZ]UIcb]VcZ 5.3 37

147 úecurrentIdeletionsIandIreciprocalIduplicationsIofIZYqZZW[ZqZZW[]IincludingIotmTIandISxoZdm]I
areIlikelyImediatedIbyIcomplexIlowVcopyIrepeatsWIHumaneMutationUI2012UI]]UIZbaVce 4.7 36

146 TwoItransVactingIeéTxsImodulateItheIpenetranceIofIàúàr]ZImutationsWIHumaneMoleculareGeneticsUI
2008UIZcUI]Za4Vba 5.6 36

145 mIàotentialIoontributoryIúoleIforIoiliaryIpysfunctionIinItheIZbpZZW[IbYYIkbInà4VnàaIàathologyWI
AmericaneJournaleofeHumaneGeneticsUI2015UIebUIcd4Veb 11 35

144
olinicalUIpathologicalUIandIgeneticIfeaturesIofIlimbVgirdleImuscularIdystrophyItypeI[mIwithInewI
calpainI]IgeneImutationsIinIsevenIpatientsIfromIthreeIvapaneseIfamiliesWIMuscleeandeNerveUI1998UI
[ZUIZ4e]VaYZ

3.4 35

143 mIuniqueIsetIofISt]VSt]IinteractionsIcontrolsIunZIhomodimerizationWIEMBOeJournalUI2006UI[aUIcdaVec 13 35

142 vzw]IisIabundantIinIinsulinVsecretingIcellsIandIprotectsIagainstIcytokineVinducedIapoptosisWI
DiabetologiaUI2009UIa[UIZdcZVdY 10.3 34

141 yethodsIforItestingIassociationIbetweenIuncertainIgenotypesIandIquantitativeItraitsWIBiostatisticsUI
2011UIZ[UIZVZc 3.7 34

140 éuantifyingItheIqffectsIofIZbpZZW[IoopyIzumberIVariantsIonInrainIStructurefImIyultisiteI
seneticVrirstIStudyWIBiologicalePsychiatryUI2018UId4UI[a]V[b4 7.9 33

139 senomeVwideIassociationIstudyIidentifiesI4dIcommonIgeneticIvariantsIassociatedIwithIhandednessWI
NatureeHumaneBehaviourUI2021UIaUIaeVcY 12.8 33

138 rineImappingIofImtuZIasIaIschizophreniaIsusceptibilityIgenefIfromIassociationItoIevolutionaryI
evidenceWIFASEBeJournalUI2010UI[4UI]YbbVd[ 0.9 32
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137 seneticImappingIofItheIspinocerebellarIataxiaI[IQSom[RIlocusIonIchromosomeIZ[q[]Vq[4WZWI
GenomicsUI1995UI[aUI4]]Va 4.3 32

136 úefinedImappingIofIaIgeneIQzàtZRIcausingIfamilialIjuvenileInephronophthisisIandIevidenceIforI
geneticIheterogeneityWIGenomicsUI1994UI[[UI[ebV]YZ 4.3 32

135 àseudometabolicIexpressionIandIphenotypicIvariabilityIofIcalpainIdeficiencyIinItwoIsiblingsWIMusclee
andeNerveUI1998UI[ZUIZYcdVdY 3.4 31

134 mIsimpleIfeederVlayerItechniqueIforItheIplatingIofIplantIcellsIandIprotoplastsIatIlowIdensityWIPlante
ScienceeLettersUI1984UI]]UI[e]V]Y[ 31

133 oalciumIphosphateItransfectionIgeneratesImammalianIrecombinantIcellIlinesIwithIhigherIspecificI
productivityIthanIpolyfectionWIBiotechnologyeandeBioengineeringUI2008UIZYZUIe]cV4a 4.9 30

132 oonfirmationIofIlinkageIofIlimbVgirdleImuscularIdystrophyUItypeI[UItoIchromosomeIZaWIGenomicsUI
1992UIZ]UIZ]cYVZ 4.3 30

131 oardiovascularIresponseItoIbetaVadrenergicIblockadeIorIactivationIinI[]IinbredImouseIstrainsWIPLoSe
ONEUI2009UI4UIebbZY 3.7 30

130 SúqnàVZcIexpressionIinISchwannIcellsIisIaffectedIbyIdiabetesIandInutritionalIstatusWIMoleculareande
CellulareNeurosciencesUI2007UI]aUIa[aV]4 4.8 29

129 QTsRnIuncoversIaIsexVspecificIhybridizationIpatternIinIcattleWIGenomicsUI1990UIcUI]ZVb 4.3 29

128 senomeVwideIassociationIstudyIidentifiesItwoIlociIstronglyIaffectingItransferrinIglycosylationWI
HumaneMoleculareGeneticsUI2011UI[YUI]cZYVc 5.6 27

127 seneticIheterogeneityIofIautosomalIrecessiveIlimbVgirdleImuscularIdystrophyIinIaIgeneticIisolateI
QmmishRIandIevidenceIforIaInewIlocusWIHumaneMoleculareGeneticsUI1995UI4UI4aeVb] 5.6 27

126 úareIgenomicIstructuralIvariantsIinIcomplexIdiseasefIlessonsIfromItheIreplicationIofIassociationsI
withIobesityWIPLoSeONEUI2013UIdUIeadY4d 3.7 27

125 OrexinIandIsleepIqualityIinIanorexiaInervosafIolinicalIrelevanceIandIinfluenceIonItreatmentI
outcomeWIPsychoneuroendocrinologyUI2016UIbaUIZY[Vd 5 26

124 Sh]tc[IdeficiencyIaffectsIneuregulinVZXqrbnIsignalingWIGliaUI2013UIbZUIZY4ZVaZ 9 26

123 SubtelomericIbpIdeletionfIclinicalIandIarrayVostIcharacterizationIinItwoIpatientsWIAmericaneJournale
ofeMedicaleGeneticsseParteAUI2008UIZ4bmUI[Ye4VZY[ 2.5 26

122 tomogeneousIandInonradioactiveIhighVthroughputIscreeningIplatformIforItheIcharacterizationIofI
kinaseIinhibitorsIinIcellIlysatesWIJournaleofeBiomoleculareScreeningUI2006UIZZUIZYZaV[b 25

121 mTyIhaplotypesIandIbreastIcancerIriskIinIvewishIhighVriskIwomenWIBritisheJournaleofeCancerUI2006UI
e4UIZa]cV4] 8.7 25

120 senomeVwideImetaVanalysisIofIcommonIvariantIdifferencesIbetweenImenIandIwomenWIHumane
MoleculareGeneticsUI2012UI[ZUI4dYaVZa 5.6 24

(2012-1995)
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119 TheIassociationIofIpzmIsequenceIvariationIatItheIymOmIgeneticIlocusIwithIquantitativeI
behaviouralItraitsIinInormalImalesWIHumaneGeneticsUI2006UIZ[YUI44cVae 6.3 24

118 oalpain]IexpressionIduringIhumanIcardiogenesisWINeuromusculareDisordersUI2000UIZYUI[aZVb 2.9 24

117
qvidenceIofIgeneticIheterogeneityIinItheIautosomalIrecessiveIadultIformsIofIlimbVgirdleImuscularI
dystrophyIfollowingIlinkageIanalysisIwithIZaqIprobesIinInrazilianIfamiliesWIJournaleofeMedicale
GeneticsUI1993UI]YUI]daVc

5.8 23

116 zovelImethodItoIestimateItheIphenotypicIvariationIexplainedIbyIgenomeVwideIassociationIstudiesI
revealsIlargeIfractionIofItheImissingIheritabilityWIGeneticeEpidemiologyUI2011UI]aUI]4ZVe 2.6 22

115 àromoterIpolymorphismsIandIallelicIimbalanceIinImnonZIexpressionWIPharmacogeneticseande
GenomicsUI2007UIZcUIeaZVe 1.9 22

114
xinkageIanalysisIofIfamiliesIwithIsevereIchildhoodIautosomalIrecessiveImuscularIdystrophyIinI
yoroccoIindicatesIgeneticIhomogeneityIofItheIdiseaseIinInorthImfricaWIJournaleofeMedicaleGeneticsUI
1994UI]ZUI]4[V]

5.8 22

113 ximbVgirdleImuscularIdystrophyItypeI[mIcanIresultIfromIacceleratedIautoproteolyticIinactivationIofI
calpainI]WIBiochemistryUI2009UI4dUI]4acVbc 3.2 21

112 unterveningIsequencesIexhibitIdistinctIvocabularyWIJournaleofeBiomoleculareStructureeandeDynamicsUI
1986UI4UI]eZV4YY 3.6 21

111 usolationIofImethotrexateVresistantIcellIlinesIinIàetuniaIhybridaIuponIstepwiseIselectionIprocedureWI
PlanteMoleculareBiologyUI1984UI]UI]Y]VZZ 4.6 21

110 mIparadigmIforIsingleInucleotideIpolymorphismIanalysisfItheIcaseIofItheIacetylcholinesteraseIgeneWI
HumaneMutationUI2004UI[4UI4YdVZb 4.7 20

109 mIcrossIsectionIofIautosomalIrecessiveIlimbVgirdleImuscularIdystrophiesIinI]dIfamiliesWIJournaleofe
MedicaleGeneticsUI2000UI]cUI]bZVc 5.8 20

108 sm4stfIunternationalIpoliciesIandIstandardsIforIdataIsharingIacrossIgenomicIresearchIandI
healthcareWWICelleGenomicsUI2021UIZUIZYYY[eVZYYY[e 20

107 TheItraceIamineIreceptorI4IgeneIisInotIassociatedIwithIschizophreniaIinIaIsampleIlinkedItoI
chromosomeIbq[]WIMolecularePsychiatryUI2006UIZZUIZZeV[Z 15.1 19

106
StructureUIgeneticIlocalizationUIandIidentificationIofItheIcardiacIandIskeletalImuscleItranscriptsIofI
theIhumanIintegrinIalphacIgeneIQuTsmcRWIBiochemicaleandeBiophysicaleResearcheCommunicationsUI
1999UI[bYUI]acVb4

3.4 19

105 oalciumVIandIproteasomeVdependentIdegradationIofItheIvzwIscaffoldIproteinIisletVbrainIZWIJournale
ofeBiologicaleChemistryUI2003UI[cdUI4dc[YVb 5.4 18

104 TheIummuneISignalingImdaptorIxmTIoontributesItoItheIzeuroanatomicalIàhenotypeIofIZbpZZW[I
nà[Vnà]IozVsWIAmericaneJournaleofeHumaneGeneticsUI2017UIZYZUIab4Vacc 11 17

103 oanIweIaffordItoIsequenceIeveryInewbornIbabyPsIgenomekWIHumaneMutationUI2015UI]bUI[d]Vb 4.7 17

102 oarriersIofItheIfragileIXImentalIretardationIZIQryúZRIpremutationIalleleIpresentIwithIincreasedI
levelsIofIcytokineIuxVZYWIJournaleofeNeuroinflammationUI2012UIeUI[]d 10.1 17
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101 qarlyIoccurrenceIofIlungIadenocarcinomaIandIbreastIcancerIafterIradiotherapyIofIaIchestIwallI
sarcomaIinIaIpatientIwithIaIdeInovoIgermlineImutationIinITàa]WIFamilialeCancerUI2011UIZYUIZdcVe[ 3 17

100 SharingIdataIbetweenIxSpnsIandIcentralIrepositoriesWIHumaneMutationUI2009UI]YUI4e]Va 4.7 17

99 pinucleotideIrepeatIpolymorphismIatItheIhumanIpolyIQmpàVriboseRIpolymeraseIgeneIQààOxRWI
NucleiceAcidseResearchUI1992UI[YUIZZbb 20.1 17

98 úelativeIstabilitiesIofIúzmXpzmIhybridsfIeffectIofIúzmIchainIlengthIinIcompetitiveIhybrizationWI
JournaleofeMoleculareBiologyUI1974UIdeUI]aaVb[ 6.5 17

97 xinkageIanalysisIandImolecularIscanningIofIglucokinaseIgeneIinIzuppyIfamiliesWIDiabetesUI1993UI4[UIZ[]dVZ[4a0.9 17

96 ZbpZZW[IxocusImodulatesIresponseItoIsatietyIbeforeItheIonsetIofIobesityWIInternationaleJournaleofe
ObesityUI2016UI4YUIdcYVb 5.5 16

95 unvestigationIofImemoryUIexecutiveIfunctionsUIandIanatomicIcorrelatesIinIasymptomaticIryúZI
premutationIcarriersWINeurobiologyeofeAgingUI2014UI]aUIZe]eV4b 5.6 16

94 seneticItestingIinIpatientsIwithIobesityWIBestePracticeeandeResearcheineClinicaleEndocrinologyeande
MetabolismUI2012UI[bUIZ]]V4] 6.5 16

93 ozVsIandIgeneticImedicineIQexcitementIandIconsequencesIofIaIrediscoveryRWICytogeneticeande
GenomeeResearchUI2008UIZ[]UIcVZb 1.9 16

92 xinkageIandImutationalIanalysisIofItheIopmzZIgeneIrevealsIgeneticIheterogeneityIinIcongenitalI
dyserythropoieticIanemiaItypeIuWIBloodUI2006UIZYcUI4ebdVe 2.2 16

91 úegionalIlocalizationIofIhumanIchromosomeIZaIlociWIGenomicsUI1994UI[]UIbZeV[c 4.3 15
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