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l Paper IF Citations

318 weneticIstudiesIofIbodyImassIindexIyieldInewIinsightsIforIobesityIbiologyWINatureUI2015UIeahUIaigVbYf 50.4 2687

317 ≈olecularIbasisIofIhumanIhypertensionjIroleIofIangiotensinogenWICellUI1992UIgaUIafiVhY 56.2 1569

316 teInovoImutationsIrevealedIbyIwholeVexomeIsequencingIareIstronglyIassociatedIwithIautismWI
NatureUI2012UIdheUIbcgVda 50.4 1470

315 xighIboneIdensityIdueItoIaImutationIinI t VreceptorVrelatedIproteinIeWINewcEnglandcJournalcofc
MedicineUI2002UIcdfUIaeacVba 59.2 1357

314 ≈olecularImechanismsIofIhumanIhypertensionWICellUI2001UIaYdUIedeVef 56.2 1323

313 xumanIhypertensionIcausedIbyImutationsIinIWε~IkinasesWIScienceUI2001UIbicUIaaYgVab 33.3 1160

312  iddlePsIsyndromejIheritableIhumanIhypertensionIcausedIbyImutationsIinItheIbetaIsubunitIofItheI
epithelialIsodiumIchannelWICellUI1994UIgiUIdYgVad 56.2 1093

311 qutoantibodiesIagainstItypeIyIyvεsIinIpatientsIwithIlifeVthreateningIsOVytVaiWIScienceUI2020UIcgYUI 33.3 1090

310 ynbornIerrorsIofItypeIyIyvεIimmunityIinIpatientsIwithIlifeVthreateningIsOVytVaiWIScienceUI2020UIcgYUI 33.3 994

309 qIchimaericIaaIbetaVhydroxylaseXaldosteroneIsynthaseIgeneIcausesIglucocorticoidVremediableI
aldosteronismIandIhumanIhypertensionWINatureUI1992UIceeUIbfbVe 50.4 992

308 weneticIdiagnosisIbyIwholeIexomeIcaptureIandImassivelyIparallelItεqIsequencingWIProceedingscofc
thecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2009UIaYfUIaiYifVaYa 11.5 971

307 witelmanPsIvariantIofIrartterPsIsyndromeUIinheritedIhypokalaemicIalkalosisUIisIcausedIbyImutationsI
inItheIthiazideVsensitiveIεaVslIcotransporterWINaturecGeneticsUI1996UIabUIbdVcY 36.3 960

306 ParacellinVaUIaIrenalItightIjunctionIproteinIrequiredIforIparacellularI≈gbTIresorptionWIScienceUI1999UI
bheUIaYcVf 33.3 941

305 ≈ultipleIrecurrentIdeInovoIsεVsUIincludingIduplicationsIofItheIgqaaWbcIWilliamsIsyndromeIregionUI
areIstronglyIassociatedIwithIautismWINeuronUI2011UIgYUIhfcVhe 13.9 932

304 εewIgeneticIlociIlinkIadiposeIandIinsulinIbiologyItoIbodyIfatIdistributionWINatureUI2015UIeahUIahgVaif 50.4 920

303 uxomeIsequencingIidentifiesIrecurrentIsomaticIRqsaImutationsIinImelanomaWINaturecGeneticsUI
2012UIddUIaYYfVad 36.3 887

302 SequenceIvariantsIinIS yTR~aIareIassociatedIwithITourettePsIsyndromeWIScienceUI2005UIcaYUIcagVbY 33.3 776
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301 rartterPsIsyndromeUIhypokalaemicIalkalosisIwithIhypercalciuriaUIisIcausedIbyImutationsIinItheI
εaV~VbslIcotransporterIε~ssbWINaturecGeneticsUI1996UIacUIahcVh 36.3 734

300 ≈utationsIinItheIchlorideIchannelIgeneUIs sε~rUIcauseIrartterPsIsyndromeItypeIyyyWINaturecGeneticsUI
1997UIagUIagaVh 36.3 718

299 ~TIchannelImutationsIinIadrenalIaldosteroneVproducingIadenomasIandIhereditaryIhypertensionWI
ScienceUI2011UIccaUIgfhVgb 33.3 707

298 weneticIheterogeneityIofIrartterPsIsyndromeIrevealedIbyImutationsIinItheI~TIchannelUIRO≈~WI
NaturecGeneticsUI1996UIadUIaebVf 36.3 670

297 ≈utationsIinIsubunitsIofItheIepithelialIsodiumIchannelIcauseIsaltIwastingIwithIhyperkalaemicI
acidosisUIpseudohypoaldosteronismItypeIaWINaturecGeneticsUI1996UIabUIbdhVec 36.3 667

296 xypertensionIcausedIbyIaItruncatedIepithelialIsodiumIchannelIgammaIsubunitjIgeneticI
heterogeneityIofI iddleIsyndromeWINaturecGeneticsUI1995UIaaUIgfVhb 36.3 648

295 RareIindependentImutationsIinIrenalIsaltIhandlingIgenesIcontributeItoIbloodIpressureIvariationWI
NaturecGeneticsUI2008UIdYUIeibVeii 36.3 639

294 teInovoImutationsIinIhistoneVmodifyingIgenesIinIcongenitalIheartIdiseaseWINatureUI2013UIdihUIbbYVc 50.4 591

293 ≈utationsIinItheIgeneIencodingIraIsubunitIofIxTVqTPaseIcauseIrenalItubularIacidosisIwithI
sensorineuralIdeafnessWINaturecGeneticsUI1999UIbaUIhdViY 36.3 551

292 qctivatingImineralocorticoidIreceptorImutationIinIhypertensionIexacerbatedIbyIpregnancyWIScienceUI
2000UIbhiUIaaiVbc 33.3 521

291 wenomicIanalysisIofInonVεvbImeningiomasIrevealsImutationsIinITRqvgUI~ vdUIq~TaUIandIS≈OWI
ScienceUI2013UIcciUIaYggVhY 33.3 508

290
uvidenceIforIaIgeneIinfluencingIbloodIpressureIonIchromosomeIagWIwenomeIscanIlinkageIresultsI
forIlongitudinalIbloodIpressureIphenotypesIinIsubjectsIfromItheIframinghamIheartIstudyWI
HypertensionUI2000UIcfUIdggVhc

8.5 483

289  RPfImutationIinIaIfamilyIwithIearlyIcoronaryIdiseaseIandImetabolicIriskIfactorsWIScienceUI2007UIcaeUIabghVhb33.3 465

288 ≈utationsIinIkelchVlikeIcIandIcullinIcIcauseIhypertensionIandIelectrolyteIabnormalitiesWINatureUI
2012UIdhbUIihVaYb 50.4 440

287 TheIweneticIrasisIofI≈endelianIPhenotypesjItiscoveriesUIshallengesUIandIOpportunitiesWIAmericanc
JournalcofcHumancGeneticsUI2015UIigUIaiiVbae 11 432

286 ≈olecularIcytogeneticIanalysisIandIresequencingIofIcontactinIassociatedIproteinVlikeIbIinIautismI
spectrumIdisordersWIAmericancJournalcofcHumancGeneticsUI2008UIhbUIafeVgc 11 427

285 wenomeVwideIassociationIstudyIidentifiesIsusceptibilityIlociIforIygqInephropathyWINaturecGeneticsUI
2011UIdcUIcbaVg 36.3 414

284 SomaticIandIgermlineIsqsεqatIcalciumIchannelImutationsIinIaldosteroneVproducingIadenomasI
andIprimaryIaldosteronismWINaturecGeneticsUI2013UIdeUIaYeYVd 36.3 410
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283 teInovoImutationsIinIcongenitalIheartIdiseaseIwithIneurodevelopmentalIandIotherIcongenitalI
anomaliesWIScienceUI2015UIceYUIabfbVf 33.3 406

282 WholeVexomeIsequencingIidentifiesIrecessiveIWtRfbImutationsIinIsevereIbrainImalformationsWI
NatureUI2010UIdfgUIbYgVaY 50.4 395

281 qIsingleVgeneIcauseIinIbiWeNIofIcasesIofIsteroidVresistantInephroticIsyndromeWIJournalcofcthec
AmericancSocietycofcNephrology:cJASNUI2015UIbfUIabgiVhi 12.7 378

280 RecessiveImutationsIinItw~uIcauseIatypicalIhemolyticVuremicIsyndromeWINaturecGeneticsUI2013UIdeUIecaVf36.3 357

279
SeizuresUIsensorineuralIdeafnessUIataxiaUImentalIretardationUIandIelectrolyteIimbalanceIQSeSq≈uI
syndromeRIcausedIbyImutationsIinI~sεzaYWIProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaUI2009UIaYfUIehdbVg

11.5 356

278 sontributionIofIrareIinheritedIandIdeInovoIvariantsIinIbUhgaIcongenitalIheartIdiseaseIprobandsWI
NaturecGeneticsUI2017UIdiUIaeicVafYa 36.3 348

277 qbsenceIofIlinkageIbetweenItheIangiotensinIconvertingIenzymeIlocusIandIhumanIessentialI
hypertensionWINaturecGeneticsUI1992UIaUIgbVe 36.3 343

276
≈olecularIpathogenesisIofIinheritedIhypertensionIwithIhyperkalemiajItheIεaVslIcotransporterIisI
inhibitedIbyIwildVtypeIbutInotImutantIWε~dWIProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaUI2003UIaYYUIfhYVd

11.5 342

275 ≈utationIofIε RsdIcausesIaIsyndromeIofIenterocolitisIandIautoinflammationWINaturecGeneticsUI
2014UIdfUIaaceVaaci 36.3 337

274 ≈utationsIinItheImineralocorticoidIreceptorIgeneIcauseIautosomalIdominantI
pseudohypoaldosteronismItypeIyWINaturecGeneticsUI1998UIaiUIbgiVha 36.3 335

273 tiscoveryIofInewIriskIlociIforIygqInephropathyIimplicatesIgenesIinvolvedIinIimmunityIagainstI
intestinalIpathogensWINaturecGeneticsUI2014UIdfUIaahgVif 36.3 325

272 ≈utationsIinIqTPfεarUIencodingIaInewIkidneyIvacuolarIprotonIpumpIaafVktIsubunitUIcauseI
recessiveIdistalIrenalItubularIacidosisIwithIpreservedIhearingWINaturecGeneticsUI2000UIbfUIgaVe 36.3 319

271 Wε~dIregulatesItheIbalanceIbetweenIrenalIεaslIreabsorptionIandI~TIsecretionWINaturecGeneticsUI
2003UIceUIcgbVf 36.3 318

270 WnkdIcontrolsIbloodIpressureIandIpotassiumIhomeostasisIviaIregulationIofImassIandIactivityIofItheI
distalIconvolutedItubuleWINaturecGeneticsUI2006UIchUIaabdVcb 36.3 298

269 RolesIofItheIcationVchlorideIcotransportersIinIneurologicalIdiseaseWINaturecClinicalcPracticec
NeurologyUI2008UIdUIdiYVeYc 294

268 xereditaryIhypertensionIcausedIbyIchimaericIgeneIduplicationsIandIectopicIexpressionIofI
aldosteroneIsynthaseWINaturecGeneticsUI1992UIbUIffVgd 36.3 288

267 ≈ultilocusIlinkageIidentifiesItwoInewIlociIforIaImendelianIformIofIstrokeUIcerebralIcavernousI
malformationUIatIgpaeVacIandIcqbeWbVbgWIHumancMolecularcGeneticsUI1998UIgUIaheaVh 5.6 287

266 qIclusterIofImetabolicIdefectsIcausedIbyImutationIinIaImitochondrialItRεqWIScienceUI2004UIcYfUIaaiYVd 33.3 282
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265 uxomeIsequencingIlinksImutationsIinIPqRεIandIRTu aIwithIfamilialIpulmonaryIfibrosisIandI
telomereIshorteningWINaturecGeneticsUI2015UIdgUIeabVg 36.3 279

264 uxomeIsequencingIidentifiesIrecurrentImutationsIinIεvaIandIRqSopathyIgenesIinIsunVexposedI
melanomasWINaturecGeneticsUI2015UIdgUIiifVaYYb 36.3 261

263 ygqInephropathyUItheImostIcommonIcauseIofIglomerulonephritisUIisIlinkedItoIfqbbVbcWINaturec
GeneticsUI2000UIbfUIcedVg 36.3 250

262 wenomicIlandscapeIofIcutaneousITIcellIlymphomaWINaturecGeneticsUI2015UIdgUIaYaaVi 36.3 247

261  VhistidineIdecarboxylaseIandITourettePsIsyndromeWINewcEnglandcJournalcofcMedicineUI2010UIcfbUIaiYaVh 59.2 242

260 TheIactivityIofItheIepithelialIsodiumIchannelIisIregulatedIbyIclathrinVmediatedIendocytosisWIJournalc
ofcBiologicalcChemistryUI1997UIbgbUIbeecgVda 5.4 235

259 wenomeVwideIassociationIstudyIofIintracranialIaneurysmIidentifiesIthreeInewIriskIlociWINaturec
GeneticsUI2010UIdbUIdbYVe 36.3 234

258 qts~dImutationsIpromoteIsteroidVresistantInephroticIsyndromeIthroughIsoQaYIbiosynthesisI
disruptionWIJournalcofcClinicalcInvestigationUI2013UIabcUIeagiVhi 15.9 231

257 weographicIdifferencesIinIgeneticIsusceptibilityItoIygqInephropathyjIwWqSIreplicationIstudyIandI
geospatialIriskIanalysisWIPLoScGeneticsUI2012UIhUIeaYYbgfe 6 231

256 ≈utationalIlandscapeIofI≈sPyVVpositiveIandI≈sPyVVnegativeI≈erkelIcellIcarcinomasIwithI
implicationsIforIimmunotherapyWIOncotargetUI2016UIgUIcdYcVae 3.3 229

255 sharacterizationIofItheImutationalIlandscapeIofIanaplasticIthyroidIcancerIviaIwholeVexomeI
sequencingWIHumancMolecularcGeneticsUI2015UIbdUIbcahVbi 5.6 225

254 ≈utationsIinISusfcIcauseIautosomalIdominantIpolycysticIliverIdiseaseWINaturecGeneticsUI2004UIcfUIegeVg 36.3 224

253 witelmanPsIsyndromeIrevisitedjIanIevaluationIofIsymptomsIandIhealthVrelatedIqualityIofIlifeWIKidneyc
InternationalUI2001UIeiUIgaYVg 9.9 224

252 SusceptibilityIlociIforIintracranialIaneurysmIinIuuropeanIandIzapaneseIpopulationsWINaturecGeneticsUI
2008UIdYUIadgbVg 36.3 222

251  andscapeIofIsomaticIsingleVnucleotideIandIcopyVnumberImutationsIinIuterineIserousIcarcinomaWI
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2013UIaaYUIbiafVba 11.5 221

250 qIfounderImutationIasIaIcauseIofIcerebralIcavernousImalformationIinIxispanicIqmericansWINewc
EnglandcJournalcofcMedicineUI1996UIccdUIidfVea 59.2 219

249 SkintaUItheIprototypeIofIaInewlyIidentifiedIimmunoglobulinIsuperfamilyIgeneIclusterUIpositivelyI
selectsIepidermalIgammadeltaITIcellsWINaturecGeneticsUI2008UIdYUIfefVfb 36.3 216

248 SitesIofIregulatedIphosphorylationIthatIcontrolI~VslIcotransporterIactivityWICellUI2009UIachUIebeVcf 56.2 215

(2009-2015)
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247
xypertensionIwithIorIwithoutIadrenalIhyperplasiaIdueItoIdifferentIinheritedImutationsIinItheI
potassiumIchannelI~sεzeWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2012UIaYiUIbeccVh

11.5 215

246 qInovelIformIofIhumanImendelianIhypertensionIfeaturingInonglucocorticoidVremediableI
aldosteronismWIJournalcofcClinicalcEndocrinologycandcMetabolismUI2008UIicUIcaagVbc 5.6 211

245 RecurrentIgainIofIfunctionImutationIinIcalciumIchannelIsqsεqaxIcausesIearlyVonsetIhypertensionI
withIprimaryIaldosteronismWIELifeUI2015UIdUIeYfcae 8.9 203

244
qngiotensinIyyIsignalingIincreasesIactivityIofItheIrenalIεaVslIcotransporterIthroughIaI
Wε~dVSPq~VdependentIpathwayWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2009UIaYfUIdchdVi

11.5 200

243 εonvalidationIofIreportedIgeneticIriskIfactorsIforIacuteIcoronaryIsyndromeIinIaIlargeVscaleI
replicationIstudyWIJAMAcrcJournalcofcthecAmericancMedicalcAssociationUI2007UIbigUIaeeaVfa 27.4 199

242 ≈ultilocusIlinkageIofIfamilialIhyperkalaemiaIandIhypertensionUIpseudohypoaldosteronismItypeIyyUI
toIchromosomesIaqcaVdbIandIagpaaVqbaWINaturecGeneticsUI1997UIafUIbYbVe 36.3 197

241
RareIcopyInumberIvariationsIinIcongenitalIheartIdiseaseIpatientsIidentifyIuniqueIgenesIinIleftVrightI
patterningWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2011UI
aYhUIbiaeVbY

11.5 192

240
qItranslocationIcausingIincreasedIalphaVklothoIlevelIresultsIinIhypophosphatemicIricketsIandI
hyperparathyroidismWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2008UIaYeUIcdeeVfY

11.5 188

239 ≈olecularIphysiologyIofItheIWε~IkinasesWIAnnualcReviewcofcPhysiologyUI2008UIgYUIcbiVee 23.1 184

238 qberrantIygqaIglycosylationIisIinheritedIinIfamilialIandIsporadicIygqInephropathyWIJournalcofcthec
AmericancSocietycofcNephrology:cJASNUI2008UIaiUIaYYhVad 12.7 183

237
Wε~cImodulatesItransportIofIslVIinIandIoutIofIcellsjIimplicationsIforIcontrolIofIcellIvolumeIandI
neuronalIexcitabilityWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2005UIaYbUIafghcVh

11.5 178

236 RegulationIofIε~ssbIbyIaIchlorideVsensingImechanismIinvolvingItheIWε~cIandISPq~IkinasesWI
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2008UIaYeUIhdehVfc 11.5 174

235 ~elchVlikeIcIandIsullinIcIregulateIelectrolyteIhomeostasisIviaIubiquitinationIandIdegradationIofI
Wε~dWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2013UIaaYUIghchVdc11.5 167

234 RecurrentIactivatingImutationIinIPR~qsqIinIcortisolVproducingIadrenalItumorsWINaturecGeneticsUI
2014UIdfUIfacVg 36.3 165

233 sopyVnumberIdisordersIareIaIcommonIcauseIofIcongenitalIkidneyImalformationsWIAmericancJournalc
ofcHumancGeneticsUI2012UIiaUIihgVig 11 161

232
Wε~cIkinaseIisIaIpositiveIregulatorIofIε~ssbIandIεssUIrenalIcationVslVIcotransportersIrequiredIforI
normalIbloodIpressureIhomeostasisWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2005UIaYbUIafgggVhb

11.5 156

231 Wε~dIregulatesIapicalIandIbasolateralIslVIfluxIinIextrarenalIepitheliaWIProceedingscofcthecNationalc
AcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2004UIaYaUIbYfdVi 11.5 151

230 yntracranialIaneurysmIandIhemorrhagicIstrokeIinIglucocorticoidVremediableIaldosteronismWI
HypertensionUI1998UIcaUIddeVeY 8.5 144
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229
ParacellularIslVIpermeabilityIisIregulatedIbyIWε~dIkinasejIinsightIintoInormalIphysiologyIandI
hypertensionWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2004UI
aYaUIadhggVhb

11.5 143

228 ≈utationsIinItheIεaVslIcotransporterIreduceIbloodIpressureIinIhumansWIHypertensionUI2001UIcgUIadehVfd 8.5 142

227 uxomeISequencingIydentifiesIriallelicI≈SxcIwermlineI≈utationsIasIaIRecessiveISubtypeIofI
solorectalIqdenomatousIPolyposisWIAmericancJournalcofcHumancGeneticsUI2016UIiiUIccgVea 11 139

226 tisruptionIofIcontactinIdIQsεTεdRIresultsIinIdevelopmentalIdelayIandIotherIfeaturesIofIcpIdeletionI
syndromeWIAmericancJournalcofcHumancGeneticsUI2004UIgdUIabhfVic 11 135

225 PhosphoregulationIofItheIεaV~VbslIandI~VslIcotransportersIbyItheIWε~IkinasesWIBiochimicacEtc
BiophysicacActacrcMolecularcBasiscofcDiseaseUI2010UIahYbUIaaeYVh 6.9 134

224 ~qε~IdeficiencyIleadsItoIpodocyteIdysfunctionIandInephroticIsyndromeWIJournalcofcClinicalc
InvestigationUI2015UIabeUIbcgeVhd 15.9 133

223
qnISw~aIsiteIinIWε~dIregulatesIεaTIchannelIandI~TIchannelIactivityIandIhasIimplicationsIforI
aldosteroneIsignalingIandI~TIhomeostasisWIProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaUI2007UIaYdUIdYbeVi

11.5 131

222 somprehensiveIreVsequencingIofIadrenalIaldosteroneIproducingIlesionsIrevealIthreeIsomaticI
mutationsInearItheI~sεzeIpotassiumIchannelIselectivityIfilterWIPLoScONEUI2012UIgUIedaibf 3.7 128

221 ≈olecularIandIcellularIreorganizationIofIneuralIcircuitsIinItheIhumanIlineageWIScienceUI2017UIcehUIaYbgVaYcb33.3 127

220
≈utationalIlandscapeIofIuterineIandIovarianIcarcinosarcomasIimplicatesIhistoneIgenesIinI
epithelialVmesenchymalItransitionWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2016UIaacUIabbchVabbdc

11.5 123

219 ≈ineralocorticoidIreceptorIphosphorylationIregulatesIligandIbindingIandIrenalIresponseItoIvolumeI
depletionIandIhyperkalemiaWICellcMetabolismUI2013UIahUIffYVga 24.6 122

218
Wε~aUIaIkinaseImutatedIinIinheritedIhypertensionIwithIhyperkalemiaUIlocalizesItoIdiverseIslVI
VtransportingIepitheliaWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2003UIaYYUIffcVh

11.5 120

217 s sεbIchlorideIchannelImutationsIinIfamilialIhyperaldosteronismItypeIyyWINaturecGeneticsUI2018UIeYUIcdiVced36.3 117

216 TwoIlocusIinheritanceIofInonVsyndromicImidlineIcraniosynostosisIviaIrareIandIcommonIallelesWIELife
UI2016UIeUI 8.9 115

215 TheIraVsubunitIofItheIxQTRIqTPaseIisIrequiredIforImaximalIurinaryIacidificationWIProceedingscofcthec
NationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2005UIaYbUIacfafVba 11.5 113

214 ≈utationsIinIsphingosineVaVphosphateIlyaseIcauseInephrosisIwithIichthyosisIandIadrenalI
insufficiencyWIJournalcofcClinicalcInvestigationUI2017UIabgUIiabVibh 15.9 112

213 ydentificationIofIsomaticImutationsIinIparathyroidItumorsIusingIwholeVexomeIsequencingWIJournalc
ofcClinicalcEndocrinologycandcMetabolismUI2012UIigUIuaggdVha 5.6 112

212
RecessiveIlossIofIfunctionIofItheIneuronalIubiquitinIhydrolaseIUsx aIleadsItoIearlyVonsetI
progressiveIneurodegenerationWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2013UIaaYUIcdhiVid

11.5 111
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211 WholeVexomeIsequencingIcharacterizesItheIlandscapeIofIsomaticImutationsIandIcopyInumberI
alterationsIinIadrenocorticalIcarcinomaWIJournalcofcClinicalcEndocrinologycandcMetabolismUI2015UIaYYUIudicVeYb5.6 110

210 weneticIlandscapeIofImetastaticIandIrecurrentIheadIandIneckIsquamousIcellIcarcinomaWIJournalcofc
ClinicalcInvestigationUI2016UIabfUIafiVhY 15.9 110

209 ≈utationsIinInuclearIporeIgenesIεUPicUIεUPbYeIandIXPOeIcauseIsteroidVresistantInephroticI
syndromeWINaturecGeneticsUI2016UIdhUIdegVfe 36.3 109

208 SkintVaIisIaIhighlyIspecificUIuniqueIselectingIcomponentIforIepidermalITIcellsWIProceedingscofcthec
NationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2011UIaYhUIcccYVe 11.5 109

207 RegressionIofIshemotherapyVResistantIPolymeraseI˛µIQPO uRIUltraV≈utatedIandI≈SxfI
xyperV≈utatedIundometrialITumorsIwithIεivolumabWIClinicalcCancercResearchUI2016UIbbUIefhbVefhg 12.9 109

206
~sεzaYIdeterminesItheIexpressionIofItheIapicalIεaVslIcotransporterIQεssRIinItheIearlyIdistalI
convolutedItubuleIQtsTaRWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2014UIaaaUIaahfdVi

11.5 107

205 Wε~dIregulatesIactivityIofItheIepithelialIεaTIchannelIinIvitroIandIinIvivoWIProceedingscofcthec
NationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2007UIaYdUIdYbYVd 11.5 106

204 ≈utationsIinI~uOPSVcomplexIgenesIcauseInephroticIsyndromeIwithIprimaryImicrocephalyWINaturec
GeneticsUI2017UIdiUIaebiVaech 36.3 105

203 ~RyTaUIaIgeneImutatedIinIcerebralIcavernousImalformationUIencodesIaImicrotubuleVassociatedI
proteinWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2002UIiiUIaYfggVhb11.5 104

202 WholeIuxomeISequencingIofIPatientsIwithISteroidVResistantIεephroticISyndromeWIClinicalcJournalc
ofcthecAmericancSocietycofcNephrology:cCJASNUI2018UIacUIecVfb 6.9 103

201
vrequencyIandIphenotypicIspectrumIofIgermlineImutationsIinIPO uIandIsevenIotherIpolymeraseI
genesIinIbffIpatientsIwithIcolorectalIadenomasIandIcarcinomasWIInternationalcJournalcofcCancerUI
2015UIacgUIcbYVca

7.5 102

200
qutosomalIdominantIpseudohypoaldosteronismItypeIajImechanismsUIevidenceIforIneonatalI
lethalityUIandIphenotypicIexpressionIinIadultsWIJournalcofcthecAmericancSocietycofcNephrology:cJASNUI
2006UIagUIadbiVcf

12.7 101

199
Wε~cIbypassesItheItonicityIrequirementIforI~VslIcotransporterIactivationIviaIaI
phosphataseVdependentIpathwayWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2006UIaYcUIaigfVha

11.5 100

198 ynsightsIintoIgeneticsUIhumanIbiologyIandIdiseaseIgleanedIfromIfamilyIbasedIgenomicIstudiesWI
GeneticscincMedicineUI2019UIbaUIgihVhab 8.1 100

197 Wε~IproteinIkinasesImodulateIcellularIslVIfluxIbyIalteringItheIphosphorylationIstateIofItheIεaV~VslI
andI~VslIcotransportersWIPhysiologyUI2006UIbaUIcbfVce 9.8 98

196 uarlyIandImultipleIoriginsIofImetastaticIlineagesIwithinIprimaryItumorsWIProceedingscofcthecNationalc
AcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2016UIaacUIbadYVe 11.5 95

195 ≈utationsIinItSTY~IandIdominantIurinaryItractImalformationsWINewcEnglandcJournalcofcMedicineUI
2013UIcfiUIfbaVi 59.2 95

194 TheIsentersIforI≈endelianIwenomicsjIaInewIlargeVscaleIinitiativeItoIidentifyItheIgenesIunderlyingI
rareI≈endelianIconditionsWIAmericancJournalcofcMedicalcGeneticspcPartcAUI2012UIaehqUIaebcVe 2.5 92
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193 ≈onogenicIcausesIofIchronicIkidneyIdiseaseIinIadultsWIKidneycInternationalUI2019UIieUIiadVibh 9.9 92

192 qutoantibodiesIneutralizingItypeIyIyvεsIareIpresentIinIdNIofIuninfectedIindividualsIoverIgYIyearsI
oldIandIaccountIforIbYNIofIsOVytVaiIdeathsWISciencecImmunologyUI2021UIfUI 28 91

191 εovelIsomaticImutationsIinIprimaryIhyperaldosteronismIareIrelatedItoItheIclinicalUIradiologicalIandI
pathologicalIphenotypeWIClinicalcEndocrinologyUI2015UIhcUIggiVhi 3.4 88

190 qIformIofItheImetabolicIsyndromeIassociatedIwithImutationsIinItYR~arWINewcEnglandcJournalcofc
MedicineUI2014UIcgYUIaiYiVaiai 59.2 86

189 ≈ultilineageIsomaticIactivatingImutationsIinIxRqSIandIεRqSIcauseImosaicIcutaneousIandIskeletalI
lesionsUIelevatedIvwvbcIandIhypophosphatemiaWIHumancMolecularcGeneticsUI2014UIbcUIcigVdYg 5.6 85

188 RecessiveI q≈scImutationsIcauseImalformationsIofIoccipitalIcorticalIdevelopmentWINaturec
GeneticsUI2011UIdcUIeiYVd 36.3 85

187 ≈olecularIcloningIandIcharacterizationIofIqtpfnabjIaInovelIfourthImurineIvacuolarIxTVqTPaseI
aVsubunitIgeneWIJournalcofcBiologicalcChemistryUI2001UIbgfUIdbchbVh 5.4 84

186 weneticItriversIofI~idneyItefectsIinItheItiweorgeISyndromeWINewcEnglandcJournalcofcMedicineUI
2017UIcgfUIgdbVged 59.2 83

185 wenomicIcharacterizationIofIsarcomatoidItransformationIinIclearIcellIrenalIcellIcarcinomaWI
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2016UIaacUIbagYVe 11.5 83

184
sommonIvariantInearItheIendothelinIreceptorItypeIqIQutεRqRIgeneIisIassociatedIwithIintracranialI
aneurysmIriskWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2011
UIaYhUIaigYgVab

11.5 82

183  ocalizationIofIaIgeneIforIautosomalIrecessiveIdistalIrenalItubularIacidosisIwithInormalIhearingI
QrdRTqbRItoIgqccVcdWIAmericancJournalcofcHumancGeneticsUI1999UIfeUIafefVfe 11 80

182
tecreasedIuεasIexpressionIcompensatesItheIincreasedIεssIactivityIfollowingIinactivationIofItheI
kidneyVspecificIisoformIofIWε~aIandIpreventsIhypertensionWIProceedingscofcthecNationalcAcademyc
ofcSciencescofcthecUnitedcStatescofcAmericaUI2010UIaYgUIahaYiVad

11.5 79

181 ysolationIofIspecificIRεqPsIusingItεqIcovalentlyIlinkedItoIdiazobenzyloxymethylIcelluloseIorIpaperWI
MethodscincEnzymologyUI1979UIfhUIbYfVbY 1.7 78

180 WholeIexomeIsequencingIfrequentlyIdetectsIaImonogenicIcauseIinIearlyIonsetInephrolithiasisI
and´ nephrocalcinosisWIKidneycInternationalUI2018UIicUIbYdVbac 9.9 77

179 WholeVuxomeISequencingIydentifiesIsausativeI≈utationsIinIvamiliesIwithIsongenitalIqnomaliesIofI
theI~idneyIandIUrinaryITractWIJournalcofcthecAmericancSocietycofcNephrology:cJASNUI2018UIbiUIbcdhVbcfa 12.7 75

178 ysolatedIpolycysticIliverIdiseaseIgenesIdefineIeffectorsIofIpolycystinVaIfunctionWIJournalcofcClinicalc
InvestigationUI2017UIabgUIaggbVaghe 15.9 74

177
vindingIgeneticIcontributionsItoIsporadicIdiseasejIaIrecessiveIlocusIatIabqbdIcommonlyIcontributesI
toIpatentIductusIarteriosusWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2002UIiiUIaeYedVi

11.5 73

176 uvaluationIofItheIdexamethasoneIsuppressionItestIforItheIdiagnosisIofIglucocorticoidVremediableI
aldosteronismWIJournalcofcClinicalcEndocrinologycandcMetabolismUI1997UIhbUIcegYVc 5.6 70
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175 vqTaImutationsIcauseIaIglomerulotubularInephropathyWINaturecCommunicationsUI2016UIgUIaYhbb 17.4 69

174 TheIPsychiatricIsellI≈apIynitiativejIqIsonvergentISystemsIriologicalIqpproachItoIylluminatingI~eyI
≈olecularIPathwaysIinIεeuropsychiatricItisordersWICellUI2018UIagdUIeYeVebY 56.2 69

173
 ocalizationIandIregulationIofItheIqTPfVYqdIQadRIvacuolarIxTVqTPaseIsubunitIdefectiveIinIanI
inheritedIformIofIdistalIrenalItubularIacidosisWIJournalcofcthecAmericancSocietycofcNephrology:cJASNUI
2003UIadUIcYbgVch

12.7 69

172 ≈appingIaI≈endelianIformIofIintracranialIaneurysmItoIapcdWcVpcfWacWIAmericancJournalcofcHumanc
GeneticsUI2005UIgfUIagbVi 11 68

171 wlucocorticoidVremediableIaldosteronismIQwRqRjIdiagnosisUIvariabilityIofIphenotypeIandIregulationI
ofIpotassiumIhomeostasisWISteroidsUI1995UIfYUIdhVea 2.8 68

170 ≈utationsIinIsixInephrosisIgenesIdelineateIaIpathogenicIpathwayIamenableItoItreatmentWINaturec
CommunicationsUI2018UIiUIaifY 17.4 68

169 ≈utationsIinI~qTεraIcauseIcomplexIcerebralImalformationsIbyIdisruptingIasymmetricallyIdividingI
neuralIprogenitorsWINeuronUI2014UIhdUIabbfVci 13.9 67

168 Wε~bIkinaseIisIaInovelIregulatorIofIessentialIneuronalIcationVchlorideIcotransportersWIJournalcofc
BiologicalcChemistryUI2011UIbhfUIcYagaVhY 5.4 67

167
upigeneticIabnormalitiesIassociatedIwithIaIchromosomeIahQqbaVqbbRIinversionIandIaIwillesIdeIlaI
TouretteIsyndromeIphenotypeWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatesc
ofcAmericaUI2003UIaYYUIdfhdVi

11.5 67

166 teIεovoIandIRareIVariantsIatI≈ultipleI ociISupportItheIOligogenicIOriginsIofIqtrioventricularI
SeptalIxeartItefectsWIPLoScGeneticsUI2016UIabUIeaYYeifc 6 67

165 XVlinkedIrecessiveIT RgIdeficiencyIinI~aNIofImenIunderIfYIyearsIoldIwithIlifeVthreateningI
sOVytVaiWISciencecImmunologyUI2021UIfUI 28 67

164 tstsbImutationsIcauseIaIrenalVhepaticIciliopathyIbyIdisruptingIWntIsignalingWIAmericancJournalcofc
HumancGeneticsUI2015UIifUIhaVib 11 66

163 WholeIexomeIsequencingIidentifiesIcausativeImutationsIinItheImajorityIofIconsanguineousIorI
familialIcasesIwithIchildhoodVonsetIincreasedIrenalIechogenicityWIKidneycInternationalUI2016UIhiUIdfhVdge9.9 60

162 RegulationIofIdiverseIionItransportIpathwaysIbyIWε~dIkinasejIaInovelImolecularIswitchWITrendscinc
EndocrinologycandcMetabolismUI2005UIafUIihVaYc 8.8 60

161 ≈utationsIinITrXahIsauseItominantIUrinaryITractI≈alformationsIviaITranscriptionalItysregulationI
ofIUreterItevelopmentWIAmericancJournalcofcHumancGeneticsUI2015UIigUIbiaVcYa 11 59

160 somprehensiveItεqImethylationIanalysisIofIbenignIandImalignantIadrenocorticalItumorsWIGenesc
ChromosomescandcCancerUI2012UIeaUIidiVfY 5 59

159
SyndromicIpatentIductusIarteriosusjIevidenceIforIhaploinsufficientITvqPbrImutationsIandI
identificationIofIaIlinkedIsleepIdisorderWIProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaUI2005UIaYbUIbigeVi

11.5 59

158 WholeVexomeIsequencingIrevealsIsomaticImutationsIinIxRqSIandI~RqSUIwhichIcauseInevusI
sebaceusWIJournalcofcInvestigativecDermatologyUI2013UIaccUIhbgVhcY 4.3 58
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157
 owIdensityIlipoproteinIQ t RIreceptorVrelatedIproteinIfIQ RPfRIregulatesIbodyIfatIandIglucoseI
homeostasisIbyImodulatingInutrientIsensingIpathwaysIandImitochondrialIenergyIexpenditureWI
JournalcofcBiologicalcChemistryUI2012UIbhgUIgbacVbc

5.4 58

156 Wε~IkinasesjImolecularIregulatorsIofIintegratedIepithelialIionItransportWICurrentcOpinioncinc
NephrologycandcHypertensionUI2004UIacUIeegVfb 3.5 57

155
qngiotensinIyyIsignalingIviaIproteinIkinaseIsIphosphorylatesI~elchVlikeIcUIpreventingIWε~dI
degradationWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2014UI
aaaUIaeeefVfa

11.5 56

154
WildVtypeI RPfIinhibitsUIwhereasIatherosclerosisVlinkedI RPfRfaasIincreasesIPtwvVdependentI
vascularIsmoothImuscleIcellIproliferationWIProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaUI2011UIaYhUIaiadVh

11.5 55

153 ~RyTaXcerebralIcavernousImalformationIaIproteinIlocalizesItoIvascularIendotheliumUIastrocytesUI
andIpyramidalIcellsIofItheIadultIhumanIcerebralIcortexWINeurosurgeryUI2004UIedUIidcVikIdiscussionIidi 3.2 55

152 wlucocorticoidVremediableIaldosteronismWIJournalcofcClinicalcEndocrinologycandcMetabolismUI1999UI
hdUIdcdaVd 5.6 55

151 qImutationIofIangiotensinogenIinIaIpatientIwithIpreeclampsiaIleadsItoIalteredIkineticsIofItheI
reninVangiotensinIsystemWIJournalcofcBiologicalcChemistryUI1995UIbgYUIaadcYVf 5.4 55

150 weneticIdissectionIofIhumanIbloodIpressureIvariationjIcommonIpathwaysIfromIrareIphenotypesWI
HarveycLecturesUI2004UIaYYUIgaVaYa 55

149 sO dqaImutationIinIpretermIintraventricularIhemorrhageWIJournalcofcPediatricsUI2009UIaeeUIgdcVe 3.6 54

148 ≈olecularIgeneticIanalysisIofItwoIlargeIkindredsIwithIintracranialIaneurysmsIdemonstratesIlinkageI
toIaaqbdVbeIandIadqbcVcaWIStrokeUI2006UIcgUIaYbaVg 6.7 54

147 ≈utationalIanalysisIofIbYfIfamiliesIwithIcavernousImalformationsWIJournalcofcNeurosurgeryUI2003UI
iiUIchVdc 3.2 54

146 WholeVuxomeISequencingIunablesIaIPrecisionI≈edicineIqpproachIforI~idneyITransplantIRecipientsWI
JournalcofcthecAmericancSocietycofcNephrology:cJASNUI2019UIcYUIbYaVbae 12.7 54

145
qsOXbIdeficiencyjIqIdisorderIofIbileIacidIsynthesisIwithItransaminaseIelevationUIliverIfibrosisUI
ataxiaUIandIcognitiveIimpairmentWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2016UIaacUIaabhiVaabic

11.5 53

144 teIεovoI≈utationIinIwenesIRegulatingIεeuralIStemIsellIvateIinIxumanIsongenitalIxydrocephalusWI
NeuronUI2018UIiiUIcYbVcadWed 13.9 53

143 slinicalIandIgeneticIcorrelatesIofIserumIaldosteroneIinItheIcommunityjItheIvraminghamIxeartI
StudyWIAmericancJournalcofcHypertensionUI2005UIahUIfegVfe 2.3 52

142 PhenotypicIexpansionIofItw~uVassociatedIdiseasesWIJournalcofcthecAmericancSocietycofcNephrology:c
JASNUI2014UIbeUIadYhVad 12.7 50

141
teInovoImutationsIinIinhibitorsIofIWntUIr≈PUIandIRasXuR~IsignalingIpathwaysIinInonVsyndromicI
midlineIcraniosynostosisWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2017UIaadUIugcdaVugcdg

11.5 50

140 WholeVexomeIsequencingIdefinesItheImutationalIlandscapeIofIpheochromocytomaIandIidentifiesI
~≈TbtIasIaIrecurrentlyImutatedIgeneWIGenescChromosomescandcCancerUI2015UIedUIedbVed 5 50
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139 wlucocorticoidVremediableIaldosteronismIandIpregnancyWIHypertensionUI2000UIceUIffhVgb 8.5 50

138 Wε~cUIaIkinaseIrelatedItoIgenesImutatedIinIhereditaryIhypertensionIwithIhyperkalaemiaUIregulatesI
theI~TIchannelIRO≈~aIQ~iraWaRWIJournalcofcPhysiologyUI2006UIegaUIbgeVhf 3.9 49

137 ≈utationsIinImultipleIcomponentsIofItheInuclearIporeIcomplexIcauseInephroticIsyndromeWIJournalc
ofcClinicalcInvestigationUI2018UIabhUIdcacVdcbh 15.9 49

136 εeomorphicIeffectsIofIrecurrentIsomaticImutationsIinIYinIYangIaIinIinsulinVproducingIadenomasWI
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2015UIaabUIdYfbVg 11.5 48

135 ≈utationsIofItheIS yTbVROrObIpathwayIgenesIS yTbIandISRwqPaIconferIriskIforIcongenitalI
anomaliesIofItheIkidneyIandIurinaryItractWIHumancGeneticsUI2015UIacdUIiYeVaf 6.3 48

134
RareImutationsIinItheIhumanIεaV~VslIcotransporterIQε~ssbRIassociatedIwithIlowerIbloodIpressureI
exhibitIimpairedIprocessingIandItransportIfunctionWIAmericancJournalcofcPhysiologycrcRenalc
PhysiologyUI2011UIcYYUIvhdYVg

4.3 48

133 PredictorsIofIshemosensitivityIinITripleIεegativeIrreastIsancerjIqnIyntegratedIwenomicIqnalysisWI
PLoScMedicineUI2016UIacUIeaYYbaic 11.6 48

132  iddlePsIsyndromejIprospectiveIgeneticIscreeningIandIsuppressedIaldosteroneIsecretionIinIanI
extendedIkindredWIJournalcofcClinicalcEndocrinologycandcMetabolismUI1997UIhbUIaYgaVd 5.6 47

131 tisruptionIofIsontactinIdIQsεTεdRIresultsIinIdevelopmentalIdelayIandIotherIfeaturesIofIcpIdeletionI
syndromeWIAmericancJournalcofcHumancGeneticsUI2008UIhbUIache 11 46

130 ≈acrolidesIselectivelyIinhibitImutantI~sεzeIpotassiumIchannelsIthatIcauseIaldosteroneVproducingI
adenomaWIJournalcofcClinicalcInvestigationUI2017UIabgUIbgciVbgeY 15.9 46

129 vrequentIsomaticIreversionIofI~RTaImutationsIinIichthyosisIwithIconfettiWIJournalcofcClinicalc
InvestigationUI2015UIabeUIagYcVg 15.9 45

128 SeSq≈uXuqSTIsyndromeVVphenotypicIvariabilityIandIdelayedIactivityIofItheIdistalIconvolutedI
tubuleWIPediatriccNephrologyUI2012UIbgUIbYhaVbYiY 3.2 44

127 sqRtadVassociatedIpapulosquamousIeruptionjIqIspectrumIincludingIfeaturesIofIpsoriasisIandI
pityriasisIrubraIpilarisWIJournalcofcthecAmericancAcademycofcDermatologyUI2018UIgiUIdhgVdid 4.5 43

126 TheIsongenitalIxeartItiseaseIweneticIεetworkIStudyjIsohortIdescriptionWIPLoScONEUI2018UIacUIeYaiacai3.7 43

125 weneVenvironmentIinteractionsIinIsevereIintraventricularIhemorrhageIofIpretermIneonatesWI
PediatriccResearchUI2014UIgeUIbdaVeY 3.2 42

124 ydentificationIofIaIgainVofVfunctionISTqTcImutationIQpWYfdYvRIinIlymphocyticIvariantI
hypereosinophilicIsyndromeWIBloodUI2016UIabgUIidhVea 2.2 42

123 ≈utationsIinI~tSRIsauseIRecessiveIProgressiveISymmetricIurythrokeratodermaWIAmericancJournalc
ofcHumancGeneticsUI2017UIaYYUIighVihd 11 41

122  owVlevelIqPsImutationalImosaicismIisItheIunderlyingIcauseIinIaIsubstantialIfractionIofI
unexplainedIcolorectalIadenomatousIpolyposisIcasesWIJournalcofcMedicalcGeneticsUI2016UIecUIagbVi 5.8 41
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121 somprehensiveIweneticIqnalysisIofIvollicularIThyroidIsarcinomaIPredictsIPrognosisIyndependentIofI
xistologyWIJournalcofcClinicalcEndocrinologycandcMetabolismUI2018UIaYcUIbfdYVbfeY 5.6 41

120 yndividualIexomeIanalysisIinIdiagnosisIandImanagementIofIpaediatricIliverIfailureIofIindeterminateI
aetiologyWIJournalcofcHepatologyUI2014UIfaUIaYefVfc 13.4 40

119 ≈aternalIraceUIdemographyUIandIhealthIcareIdisparitiesIimpactIriskIforIintraventricularIhemorrhageI
inIpretermIneonatesWIJournalcofcPediatricsUI2014UIafdUIaYYeVaYaaWec 3.6 38

118 yndividualIgenomesIonItheIhorizonWINewcEnglandcJournalcofcMedicineUI2010UIcfbUIabceVf 59.2 38

117 ≈utationsIdisruptingIneuritogenesisIgenesIconferIriskIforIcerebralIpalsyWINaturecGeneticsUI2020UIebUIaYdfVaYef36.3 38

116 uxomeVwideIqssociationIStudyIydentifiesIwRura I≈utationsIinIsongenitalI~idneyI≈alformationsWI
AmericancJournalcofcHumancGeneticsUI2017UIaYaUIghiVhYb 11 36

115 uxomeIsequencingIidentifiesIpotentialInovelIcandidateIgenesIinIpatientsIwithIunexplainedI
colorectalIadenomatousIpolyposisWIFamilialcCancerUI2016UIaeUIbhaVh 3 36

114 tominantIteIεovoI≈utationsIinIwzqaIsauseIurythrokeratodermiaIVariabilisIetIProgressivaUI
withoutIveaturesIofIOculodentodigitalItysplasiaWIJournalcofcInvestigativecDermatologyUI2015UIaceUIaedYVaedg4.3 36

113 ≈utationsIinIεaQ~RslItransportersIinIwitelmanPsIandIrartterPsIsyndromesWICurrentcOpinioncincCellc
BiologyUI1998UIaYUIdeYVd 9 36

112 qpplicationIofIWholeIuxomeISequencingIinItheIslinicalItiagnosisIandI≈anagementIofIynheritedI
sardiovascularItiseasesIinIqdultsWICirculation:cCardiovascularcGeneticsUI2017UIaYUI 35

111 sloningIofItheIhumanIgenomicIamilorideVsensitiveIεaTXxTIantiporterIgeneUIidentificationIofI
geneticIpolymorphismsUIandIlocalizationIonItheIgeneticImapIofIchromosomeIapWIGenomicsUI1990UIgUIacaVe4.3 35

110 sharacterizationIofIaIlargeI ebaneseIfamilyIsegregatingIygqInephropathyWINephrologycDialysisc
TransplantationUI2007UIbbUIggbVg 4.3 34

109 vindingIgenesIthatIcauseIhumanIhypertensionWIJournalcofcHypertensionUI1993UIaaUIbcaVf 1.9 34

108  ossIofIRεqIexpressionIandIalleleVspecificIexpressionIassociatedIwithIcongenitalIheartIdiseaseWI
NaturecCommunicationsUI2016UIgUIabhbd 17.4 33

107
SrcIfamilyIproteinItyrosineIkinaseIQPT~RImodulatesItheIeffectIofISw~aIandIWε~dIonIRO≈~I
channelsWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2009UI
aYfUIaeYfaVf

11.5 33

106 qInovelIproteinIkinaseIsignalingIpathwayIessentialIforIbloodIpressureIregulationIinIhumansWITrendsc
incEndocrinologycandcMetabolismUI2008UIaiUIiaVe 8.8 33

105 rartterIsyndromeIandIfocalIsegmentalIglomerulosclerosisjIaIpossibleIlinkIbetweenItwoIdiseasesWI
PediatriccNephrologyUI2000UIadUIigYVb 3.2 33

104 yonItransporterImutationsIinIwitelmanPsIandIrartterPsIsyndromesWICurrentcOpinioncincNephrologycandc
HypertensionUI1998UIgUIdcVg 3.5 33
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103 ≈utationsIinIshromatinI≈odifierIandIuphrinISignalingIwenesIinIVeinIofIwalenI≈alformationWINeuron
UI2019UIaYaUIdbiVddcWed 13.9 33

102 PhenotypeIdiversityIinItypeIaIwaucherIdiseasejIdiscoveringItheIgeneticIbasisIofIwaucherI
diseaseXhematologicImalignancyIphenotypeIbyIindividualIgenomeIanalysisWIBloodUI2012UIaaiUIdgcaVdY 2.2 32

101
qItominantI≈utationIinIεuclearIReceptorIynteractingIProteinIaIsausesIUrinaryITractI
≈alformationsItysregulationIofIRetinoicIqcidISignalingWIJournalcofcthecAmericancSocietycofc
Nephrology:cJASNUI2017UIbhUIbcfdVbcgf

12.7 31

100 tevelopmentallyIregulatedI~ssbIphosphorylationIisIessentialIforIdynamicIwqrqVmediatedI
inhibitionIandIsurvivalWISciencecSignalingUI2019UIabUI 8.8 31

99 ≈olecularIcloningIandIcharacterizationIofIqtpfvabaUItheImurineIvacuolarIxTIVqTPaseIraVsubunitWI
GeneUI2003UIcahUIbeVcd 3.8 29

98 PhosphorylationIbyIP~sIandIP~qIregulateItheIkinaseIactivityIandIdownstreamIsignalingIofIWε~dWI
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2017UIaadUIuhgiVuhhf 11.5 28

97 wenesIandIenvironmentIinIneonatalIintraventricularIhemorrhageWISeminarscincPerinatologyUI2015UI
ciUIeibVfYc 3.3 28

96
≈utationalIlandscapeIofIprimaryUImetastaticUIandIrecurrentIovarianIcancerIrevealsIcV≈YsIgainsIasI
potentialItargetIforIruTIinhibitorsWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2019UIaafUIfaiVfbd

11.5 28

95 yvThaUIencodingIanIyvTVrIcoreIproteinUIasIaIveryIrareIcauseIofIaIciliopathyIphenotypeWIJournalcofc
MedicalcGeneticsUI2015UIebUIfegVfe 5.8 27

94 εewIinsightsIintoIaldosteroneVproducingIadenomasIandIhereditaryIaldosteronismjImutationsIinItheI
~TIchannelI~sεzeWICurrentcOpinioncincNephrologycandcHypertensionUI2013UIbbUIadaVg 3.5 27

93
salcineurinIdephosphorylatesI~elchVlikeIcUIreversingIphosphorylationIbyIangiotensinIyyIandI
regulatingIrenalIelectrolyteIhandlingWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2019UIaafUIcaeeVcafY

11.5 26

92 RobustIidentificationIofImosaicIvariantsIinIcongenitalIheartIdiseaseWIHumancGeneticsUI2018UIacgUIahcVaic6.3 26

91
WholeVexomeIsequencingIofIcervicalIcarcinomasIidentifiesIactivatingIuRrrbIandIPy~csqImutationsI
asItargetsIforIcombinationItherapyWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2019UIaafUIbbgcYVbbgcf

11.5 26

90 SomaticIxRqSIpWwabSImutationIcausesIwoollyIhairIandIepidermalIneviWIJournalcofcInvestigativec
DermatologyUI2014UIacdUIaadiVaaeb 4.3 26

89  owIperipheralIplasmaIreninIactivityIasIaIcriticalImarkerIinIpediatricIhypertensionWIPediatricc
NephrologyUI1997UIaaUIcdcVf 3.2 26

88 WholeIexomeIsequencingIidentifiedIqTPfVasbIasIaInovelIcandidateIgeneIforIrecessiveIdistalIrenalI
tubularIacidosisWIKidneycInternationalUI2020UIigUIefgVegi 9.9 26

87 qdvillinIactsIupstreamIofIphospholipaseIsIoaIinIsteroidVresistantInephroticIsyndromeWIJournalcofc
ClinicalcInvestigationUI2017UIabgUIdbegVdbfi 15.9 25
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