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oldIandIaccountIforIbYNIofIsOVytVaiIdeathsWISciencecImmunologyUI2021UIfUI 28 91

300 tyqPxaIVariantsIinIεonVuastIqsianIPatientsIWithISporadicI≈oyamoyaItiseaseWIJAMAcNeurologyUI
2021UIghUIiicVaYYc 17.2 7

299 XVlinkedIrecessiveIT RgIdeficiencyIinI~aNIofImenIunderIfYIyearsIoldIwithIlifeVthreateningI
sOVytVaiWISciencecImmunologyUI2021UIfUI 28 67

298 SystemsIqnalysisIymplicatesIWqVub´ somplexIinItheIPathogenesisIof´ tevelopmentalI eftVSidedI
Obstructive´ xeartItefectsWIJACCcBasiccTocTranslationalcScienceUI2020UIeUIcgfVchf 8.7 2

297 ≈utationsIinIqSPRVaIsauseItominantlyIynheritedIychthyosisWIAmericancJournalcofcHumancGeneticsUI
2020UIaYgUIaehVafc 11 5

296 u≈VmosaicIdetectsImosaicIpointImutationsIthatIcontributeItoIcongenitalIheartIdiseaseWIGenomec
MedicineUI2020UIabUIdb 14.4 8

295  ateVOnsetIrartterISyndromeITypeIyyItueItoIaIxomozygousI≈utationIinI~sεzaIwenejIqIsaseI
ReportIandI iteratureIReviewWIAmericancJournalcofcCasecReportsUI2020UIbaUIeibdebg 1.3 5

294 WholeIexomeIsequencingIidentifiedIqTPfVasbIasIaInovelIcandidateIgeneIforIrecessiveIdistalIrenalI
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282
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colorectalIadenomatousIpolyposisWIFamilialcCancerUI2016UIaeUIbhaVh 3 36
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216 weneticIlandscapeIofImetastaticIandIrecurrentIheadIandIneckIsquamousIcellIcarcinomaWIJournalcofc
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PLoScMedicineUI2016UIacUIeaYYbaic 11.6 48

213 TwoIlocusIinheritanceIofInonVsyndromicImidlineIcraniosynostosisIviaIrareIandIcommonIallelesWIELife
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11.5 123

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

201 uxomeISequencingIydentifiesIriallelicI≈SxcIwermlineI≈utationsIasIaIRecessiveISubtypeIofI
solorectalIqdenomatousIPolyposisWIAmericancJournalcofcHumancGeneticsUI2016UIiiUIccgVea 11 139

200 tstsbImutationsIcauseIaIrenalVhepaticIciliopathyIbyIdisruptingIWntIsignalingWIAmericancJournalcofc
HumancGeneticsUI2015UIifUIhaVib 11 66

199 ≈utationsIinITrXahIsauseItominantIUrinaryITractI≈alformationsIviaITranscriptionalItysregulationI
ofIUreterItevelopmentWIAmericancJournalcofcHumancGeneticsUI2015UIigUIbiaVcYa 11 59

198 uxomeIsequencingIidentifiesIrecurrentImutationsIinIεvaIandIRqSopathyIgenesIinIsunVexposedI
melanomasWINaturecGeneticsUI2015UIdgUIiifVaYYb 36.3 261

197 TheIweneticIrasisIofI≈endelianIPhenotypesjItiscoveriesUIshallengesUIandIOpportunitiesWIAmericanc
JournalcofcHumancGeneticsUI2015UIigUIaiiVbae 11 432

196 wenomicIlandscapeIofIcutaneousITIcellIlymphomaWINaturecGeneticsUI2015UIdgUIaYaaVi 36.3 247

195
SrcVfamilyIproteinItyrosineIkinaseIphosphorylatesIWε~dIandImodulatesIitsIinhibitoryIeffectIonI
~sεzaIQRO≈~RWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI
2015UIaabUIddieVeYY

11.5 14

194 WholeVexomeIsequencingIcharacterizesItheIlandscapeIofIsomaticImutationsIandIcopyInumberI
alterationsIinIadrenocorticalIcarcinomaWIJournalcofcClinicalcEndocrinologycandcMetabolismUI2015UIaYYUIudicVeYb5.6 110
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193 εeomorphicIeffectsIofIrecurrentIsomaticImutationsIinIYinIYangIaIinIinsulinVproducingIadenomasWI
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2015UIaabUIdYfbVg 11.5 48

192 uxomeIsequencingIlinksImutationsIinIPqRεIandIRTu aIwithIfamilialIpulmonaryIfibrosisIandI
telomereIshorteningWINaturecGeneticsUI2015UIdgUIeabVg 36.3 279

191 wenesIandIenvironmentIinIneonatalIintraventricularIhemorrhageWISeminarscincPerinatologyUI2015UI
ciUIeibVfYc 3.3 28

190 ≈utationsIofItheIS yTbVROrObIpathwayIgenesIS yTbIandISRwqPaIconferIriskIforIcongenitalI
anomaliesIofItheIkidneyIandIurinaryItractWIHumancGeneticsUI2015UIacdUIiYeVaf 6.3 48

189 yvThaUIencodingIanIyvTVrIcoreIproteinUIasIaIveryIrareIcauseIofIaIciliopathyIphenotypeWIJournalcofc
MedicalcGeneticsUI2015UIebUIfegVfe 5.8 27

188
vrequencyIandIphenotypicIspectrumIofIgermlineImutationsIinIPO uIandIsevenIotherIpolymeraseI
genesIinIbffIpatientsIwithIcolorectalIadenomasIandIcarcinomasWIInternationalcJournalcofcCancerUI
2015UIacgUIcbYVca

7.5 102

187 qIsingleVgeneIcauseIinIbiWeNIofIcasesIofIsteroidVresistantInephroticIsyndromeWIJournalcofcthec
AmericancSocietycofcNephrology:cJASNUI2015UIbfUIabgiVhi 12.7 378

186 WholeVexomeIsequencingIdefinesItheImutationalIlandscapeIofIpheochromocytomaIandIidentifiesI
~≈TbtIasIaIrecurrentlyImutatedIgeneWIGenescChromosomescandcCancerUI2015UIedUIedbVed 5 50

185 εovelIsomaticImutationsIinIprimaryIhyperaldosteronismIareIrelatedItoItheIclinicalUIradiologicalIandI
pathologicalIphenotypeWIClinicalcEndocrinologyUI2015UIhcUIggiVhi 3.4 88

184 RecurrentIgainIofIfunctionImutationIinIcalciumIchannelIsqsεqaxIcausesIearlyVonsetIhypertensionI
withIprimaryIaldosteronismWIELifeUI2015UIdUIeYfcae 8.9 203

183 teInovoImutationsIinIcongenitalIheartIdiseaseIwithIneurodevelopmentalIandIotherIcongenitalI
anomaliesWIScienceUI2015UIceYUIabfbVf 33.3 406

182 εewIgeneticIlociIlinkIadiposeIandIinsulinIbiologyItoIbodyIfatIdistributionWINatureUI2015UIeahUIahgVaif 50.4 920

181 weneticIstudiesIofIbodyImassIindexIyieldInewIinsightsIforIobesityIbiologyWINatureUI2015UIeahUIaigVbYf 50.4 2687

180 tominantIteIεovoI≈utationsIinIwzqaIsauseIurythrokeratodermiaIVariabilisIetIProgressivaUI
withoutIveaturesIofIOculodentodigitalItysplasiaWIJournalcofcInvestigativecDermatologyUI2015UIaceUIaedYVaedg4.3 36

179 sharacterizationIofItheImutationalIlandscapeIofIanaplasticIthyroidIcancerIviaIwholeVexomeI
sequencingWIHumancMolecularcGeneticsUI2015UIbdUIbcahVbi 5.6 225

178 vrequentIsomaticIreversionIofI~RTaImutationsIinIichthyosisIwithIconfettiWIJournalcofcClinicalc
InvestigationUI2015UIabeUIagYcVg 15.9 45

177 ~qε~IdeficiencyIleadsItoIpodocyteIdysfunctionIandInephroticIsyndromeWIJournalcofcClinicalc
InvestigationUI2015UIabeUIbcgeVhd 15.9 133

176 RecurrentIactivatingImutationIinIPR~qsqIinIcortisolVproducingIadrenalItumorsWINaturecGeneticsUI
2014UIdfUIfacVg 36.3 165
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175 qIformIofItheImetabolicIsyndromeIassociatedIwithImutationsIinItYR~arWINewcEnglandcJournalcofc
MedicineUI2014UIcgYUIaiYiVaiai 59.2 86

174 PhenotypicIexpansionIofItw~uVassociatedIdiseasesWIJournalcofcthecAmericancSocietycofcNephrology:c
JASNUI2014UIbeUIadYhVad 12.7 50

173 ≈utationIofIε RsdIcausesIaIsyndromeIofIenterocolitisIandIautoinflammationWINaturecGeneticsUI
2014UIdfUIaaceVaaci 36.3 337

172 yndividualIexomeIanalysisIinIdiagnosisIandImanagementIofIpaediatricIliverIfailureIofIindeterminateI
aetiologyWIJournalcofcHepatologyUI2014UIfaUIaYefVfc 13.4 40

171
qngiotensinIyyIsignalingIviaIproteinIkinaseIsIphosphorylatesI~elchVlikeIcUIpreventingIWε~dI
degradationWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2014UI
aaaUIaeeefVfa

11.5 56

170 tiscoveryIofInewIriskIlociIforIygqInephropathyIimplicatesIgenesIinvolvedIinIimmunityIagainstI
intestinalIpathogensWINaturecGeneticsUI2014UIdfUIaahgVif 36.3 325

169 RareIdeleteriousImutationsIofItheIgeneIuvRcqIinIautismIspectrumIdisordersWIMolecularcAutismUI
2014UIeUIca 6.5 11

168 ≈aternalIraceUIdemographyUIandIhealthIcareIdisparitiesIimpactIriskIforIintraventricularIhemorrhageI
inIpretermIneonatesWIJournalcofcPediatricsUI2014UIafdUIaYYeVaYaaWec 3.6 38

167
~sεzaYIdeterminesItheIexpressionIofItheIapicalIεaVslIcotransporterIQεssRIinItheIearlyIdistalI
convolutedItubuleIQtsTaRWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2014UIaaaUIaahfdVi

11.5 107

166 weneVenvironmentIinteractionsIinIsevereIintraventricularIhemorrhageIofIpretermIneonatesWI
PediatriccResearchUI2014UIgeUIbdaVeY 3.2 42

165 SomaticIxRqSIpWwabSImutationIcausesIwoollyIhairIandIepidermalIneviWIJournalcofcInvestigativec
DermatologyUI2014UIacdUIaadiVaaeb 4.3 26

164 ≈utationsIinI~qTεraIcauseIcomplexIcerebralImalformationsIbyIdisruptingIasymmetricallyIdividingI
neuralIprogenitorsWINeuronUI2014UIhdUIabbfVci 13.9 67

163 ≈ultilineageIsomaticIactivatingImutationsIinIxRqSIandIεRqSIcauseImosaicIcutaneousIandIskeletalI
lesionsUIelevatedIvwvbcIandIhypophosphatemiaWIHumancMolecularcGeneticsUI2014UIbcUIcigVdYg 5.6 85

162 SomaticIandIgermlineIsqsεqatIcalciumIchannelImutationsIinIaldosteroneVproducingIadenomasI
andIprimaryIaldosteronismWINaturecGeneticsUI2013UIdeUIaYeYVd 36.3 410

161 wenomicIanalysisIofInonVεvbImeningiomasIrevealsImutationsIinITRqvgUI~ vdUIq~TaUIandIS≈OWI
ScienceUI2013UIcciUIaYggVhY 33.3 508

160 WholeVexomeIsequencingIrevealsIsomaticImutationsIinIxRqSIandI~RqSUIwhichIcauseInevusI
sebaceusWIJournalcofcInvestigativecDermatologyUI2013UIaccUIhbgVhcY 4.3 58

159 sandidateIgeneIanalysisjIsevereIintraventricularIhemorrhageIinIinbornIpretermIneonatesWIJournalc
ofcPediatricsUI2013UIafcUIaeYcVfWea 3.6 13

158 ≈ineralocorticoidIreceptorIphosphorylationIregulatesIligandIbindingIandIrenalIresponseItoIvolumeI
depletionIandIhyperkalemiaWICellcMetabolismUI2013UIahUIffYVga 24.6 122
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157 ynheritedItisordersIofIRenalISaltIxomeostasisI2013UIabacVabdY 6

156  andscapeIofIsomaticIsingleVnucleotideIandIcopyVnumberImutationsIinIuterineIserousIcarcinomaWI
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2013UIaaYUIbiafVba 11.5 221

155
RecessiveIlossIofIfunctionIofItheIneuronalIubiquitinIhydrolaseIUsx aIleadsItoIearlyVonsetI
progressiveIneurodegenerationWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2013UIaaYUIcdhiVid

11.5 111

154 RecessiveImutationsIinItw~uIcauseIatypicalIhemolyticVuremicIsyndromeWINaturecGeneticsUI2013UIdeUIecaVf36.3 357

153 teInovoImutationsIinIhistoneVmodifyingIgenesIinIcongenitalIheartIdiseaseWINatureUI2013UIdihUIbbYVc 50.4 591

152 ~elchVlikeIcIandIsullinIcIregulateIelectrolyteIhomeostasisIviaIubiquitinationIandIdegradationIofI
Wε~dWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2013UIaaYUIghchVdc11.5 167

151 ≈utationsIinItSTY~IandIdominantIurinaryItractImalformationsWINewcEnglandcJournalcofcMedicineUI
2013UIcfiUIfbaVi 59.2 95

150 εewIinsightsIintoIaldosteroneVproducingIadenomasIandIhereditaryIaldosteronismjImutationsIinItheI
~TIchannelI~sεzeWICurrentcOpinioncincNephrologycandcHypertensionUI2013UIbbUIadaVg 3.5 27

149 qts~dImutationsIpromoteIsteroidVresistantInephroticIsyndromeIthroughIsoQaYIbiosynthesisI
disruptionWIJournalcofcClinicalcInvestigationUI2013UIabcUIeagiVhi 15.9 231

148 PhenotypeIdiversityIinItypeIaIwaucherIdiseasejIdiscoveringItheIgeneticIbasisIofIwaucherI
diseaseXhematologicImalignancyIphenotypeIbyIindividualIgenomeIanalysisWIBloodUI2012UIaaiUIdgcaVdY 2.2 32

147 SeSq≈uXuqSTIsyndromeVVphenotypicIvariabilityIandIdelayedIactivityIofItheIdistalIconvolutedI
tubuleWIPediatriccNephrologyUI2012UIbgUIbYhaVbYiY 3.2 44

146 sopyVnumberIdisordersIareIaIcommonIcauseIofIcongenitalIkidneyImalformationsWIAmericancJournalc
ofcHumancGeneticsUI2012UIiaUIihgVig 11 161

145
 owIdensityIlipoproteinIQ t RIreceptorVrelatedIproteinIfIQ RPfRIregulatesIbodyIfatIandIglucoseI
homeostasisIbyImodulatingInutrientIsensingIpathwaysIandImitochondrialIenergyIexpenditureWI
JournalcofcBiologicalcChemistryUI2012UIbhgUIgbacVbc

5.4 58

144 ydentificationIofIsomaticImutationsIinIparathyroidItumorsIusingIwholeVexomeIsequencingWIJournalc
ofcClinicalcEndocrinologycandcMetabolismUI2012UIigUIuaggdVha 5.6 112

143 uxomeIsequencingIidentifiesIrecurrentIsomaticIRqsaImutationsIinImelanomaWINaturecGeneticsUI
2012UIddUIaYYfVad 36.3 887

142 vamilialIcorticalImyoclonusIwithIaImutationIinIεO cWIAnnalscofcNeurologyUI2012UIgbUIageVhc 9.4 17

141 teInovoImutationsIrevealedIbyIwholeVexomeIsequencingIareIstronglyIassociatedIwithIautismWI
NatureUI2012UIdheUIbcgVda 50.4 1470

140 somprehensiveItεqImethylationIanalysisIofIbenignIandImalignantIadrenocorticalItumorsWIGenesc
ChromosomescandcCancerUI2012UIeaUIidiVfY 5 59

(2012-2013)
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139 TheIsentersIforI≈endelianIwenomicsjIaInewIlargeVscaleIinitiativeItoIidentifyItheIgenesIunderlyingI
rareI≈endelianIconditionsWIAmericancJournalcofcMedicalcGeneticspcPartcAUI2012UIaehqUIaebcVe 2.5 92

138 weographicIdifferencesIinIgeneticIsusceptibilityItoIygqInephropathyjIwWqSIreplicationIstudyIandI
geospatialIriskIanalysisWIPLoScGeneticsUI2012UIhUIeaYYbgfe 6 231

137
xypertensionIwithIorIwithoutIadrenalIhyperplasiaIdueItoIdifferentIinheritedImutationsIinItheI
potassiumIchannelI~sεzeWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2012UIaYiUIbeccVh

11.5 215

136 ≈utationsIinIkelchVlikeIcIandIcullinIcIcauseIhypertensionIandIelectrolyteIabnormalitiesWINatureUI
2012UIdhbUIihVaYb 50.4 440

135 somprehensiveIreVsequencingIofIadrenalIaldosteroneIproducingIlesionsIrevealIthreeIsomaticI
mutationsInearItheI~sεzeIpotassiumIchannelIselectivityIfilterWIPLoScONEUI2012UIgUIedaibf 3.7 128

134 ≈ultipleIrecurrentIdeInovoIsεVsUIincludingIduplicationsIofItheIgqaaWbcIWilliamsIsyndromeIregionUI
areIstronglyIassociatedIwithIautismWINeuronUI2011UIgYUIhfcVhe 13.9 932

133 wenomeVwideIassociationIstudyIidentifiesIsusceptibilityIlociIforIygqInephropathyWINaturecGeneticsUI
2011UIdcUIcbaVg 36.3 414

132 RecessiveI q≈scImutationsIcauseImalformationsIofIoccipitalIcorticalIdevelopmentWINaturec
GeneticsUI2011UIdcUIeiYVd 36.3 85

131
sommonIvariantInearItheIendothelinIreceptorItypeIqIQutεRqRIgeneIisIassociatedIwithIintracranialI
aneurysmIriskWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2011
UIaYhUIaigYgVab

11.5 82

130
qIpilotIgenomeVwideIassociationIstudyIshowsIgenomicIvariantsIenrichedIinItheInonVtumorIcellsIofI
patientsIwithIwellVdifferentiatedIneuroendocrineItumorsIofItheIileumWIEndocrinerRelatedcCancerUI
2011UIahUIagaVhY

5.7 19

129
RareIcopyInumberIvariationsIinIcongenitalIheartIdiseaseIpatientsIidentifyIuniqueIgenesIinIleftVrightI
patterningWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2011UI
aYhUIbiaeVbY

11.5 192

128
WildVtypeI RPfIinhibitsUIwhereasIatherosclerosisVlinkedI RPfRfaasIincreasesIPtwvVdependentI
vascularIsmoothImuscleIcellIproliferationWIProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaUI2011UIaYhUIaiadVh

11.5 55

127 Wε~bIkinaseIisIaInovelIregulatorIofIessentialIneuronalIcationVchlorideIcotransportersWIJournalcofc
BiologicalcChemistryUI2011UIbhfUIcYagaVhY 5.4 67

126 ~TIchannelImutationsIinIadrenalIaldosteroneVproducingIadenomasIandIhereditaryIhypertensionWI
ScienceUI2011UIccaUIgfhVgb 33.3 707

125 SkintVaIisIaIhighlyIspecificUIuniqueIselectingIcomponentIforIepidermalITIcellsWIProceedingscofcthec
NationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2011UIaYhUIcccYVe 11.5 109

124
RareImutationsIinItheIhumanIεaV~VslIcotransporterIQε~ssbRIassociatedIwithIlowerIbloodIpressureI
exhibitIimpairedIprocessingIandItransportIfunctionWIAmericancJournalcofcPhysiologycrcRenalc
PhysiologyUI2011UIcYYUIvhdYVg

4.3 48

123 εordictrjIaIεordicIpoolIandIportalIforIgenomeVwideIcontrolIdataWIEuropeancJournalcofcHumanc
GeneticsUI2010UIahUIacbbVf 5.3 12

122 WholeVexomeIsequencingIidentifiesIrecessiveIWtRfbImutationsIinIsevereIbrainImalformationsWI
NatureUI2010UIdfgUIbYgVaY 50.4 395
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121 wenomeVwideIassociationIstudyIofIintracranialIaneurysmIidentifiesIthreeInewIriskIlociWINaturec
GeneticsUI2010UIdbUIdbYVe 36.3 234

120  VhistidineIdecarboxylaseIandITourettePsIsyndromeWINewcEnglandcJournalcofcMedicineUI2010UIcfbUIaiYaVh 59.2 242

119
tecreasedIuεasIexpressionIcompensatesItheIincreasedIεssIactivityIfollowingIinactivationIofItheI
kidneyVspecificIisoformIofIWε~aIandIpreventsIhypertensionWIProceedingscofcthecNationalcAcademyc
ofcSciencescofcthecUnitedcStatescofcAmericaUI2010UIaYgUIahaYiVad

11.5 79

118 yndividualIgenomesIonItheIhorizonWINewcEnglandcJournalcofcMedicineUI2010UIcfbUIabceVf 59.2 38

117 yncreasedIboneIvolumeIandIcorrectionIofIxYPImouseIhypophosphatemiaIinItheI~lothoXxYPImouseWI
EndocrinologyUI2010UIaeaUIdibVeYa 4.8 24

116 PhosphoregulationIofItheIεaV~VbslIandI~VslIcotransportersIbyItheIWε~IkinasesWIBiochimicacEtc
BiophysicacActacrcMolecularcBasiscofcDiseaseUI2010UIahYbUIaaeYVh 6.9 134

115 teterminantsIofIerythrocyteIhydrationWICurrentcOpinioncincHematologyUI2010UIagUIaiaVg 3.3 16

114 weneticIqpproachesItoIxumanItiseaseI2009UIcVbd 1

113
SrcIfamilyIproteinItyrosineIkinaseIQPT~RImodulatesItheIeffectIofISw~aIandIWε~dIonIRO≈~I
channelsWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2009UI
aYfUIaeYfaVf

11.5 33

112
qngiotensinIyyIsignalingIincreasesIactivityIofItheIrenalIεaVslIcotransporterIthroughIaI
Wε~dVSPq~VdependentIpathwayWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2009UIaYfUIdchdVi

11.5 200

111 sO dqaImutationIinIpretermIintraventricularIhemorrhageWIJournalcofcPediatricsUI2009UIaeeUIgdcVe 3.6 54

110 ≈olecularIweneticsIofIwitelmanPsIandIrartterPsISyndromesIandItheirIymplicationsIforIrloodI
PressureIVariationI2009UIbbiVbdg 5

109 weneticIdiagnosisIbyIwholeIexomeIcaptureIandImassivelyIparallelItεqIsequencingWIProceedingscofc
thecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2009UIaYfUIaiYifVaYa 11.5 971

108 SitesIofIregulatedIphosphorylationIthatIcontrolI~VslIcotransporterIactivityWICellUI2009UIachUIebeVcf 56.2 215

107 TheISyndromeIofIxypertensionIandIxyperkalemiaIQPseudohypoaldosteronismITypeIyyRI2009UIcacVcbi

106
SeizuresUIsensorineuralIdeafnessUIataxiaUImentalIretardationUIandIelectrolyteIimbalanceIQSeSq≈uI
syndromeRIcausedIbyImutationsIinI~sεzaYWIProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaUI2009UIaYfUIehdbVg

11.5 356

105 ≈olecularIweneticsIofI≈agnesiumIxomeostasisI2009UIbdiVbfa

104 SkintaUItheIprototypeIofIaInewlyIidentifiedIimmunoglobulinIsuperfamilyIgeneIclusterUIpositivelyI
selectsIepidermalIgammadeltaITIcellsWINaturecGeneticsUI2008UIdYUIfefVfb 36.3 216

(2008-2010)
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103 RareIindependentImutationsIinIrenalIsaltIhandlingIgenesIcontributeItoIbloodIpressureIvariationWI
NaturecGeneticsUI2008UIdYUIeibVeii 36.3 639

102 SusceptibilityIlociIforIintracranialIaneurysmIinIuuropeanIandIzapaneseIpopulationsWINaturecGeneticsUI
2008UIdYUIadgbVg 36.3 222

101 ≈olecularIphysiologyIofItheIWε~IkinasesWIAnnualcReviewcofcPhysiologyUI2008UIgYUIcbiVee 23.1 184

100 ≈olecularIcytogeneticIanalysisIandIresequencingIofIcontactinIassociatedIproteinVlikeIbIinIautismI
spectrumIdisordersWIAmericancJournalcofcHumancGeneticsUI2008UIhbUIafeVgc 11 427

99 qInovelIproteinIkinaseIsignalingIpathwayIessentialIforIbloodIpressureIregulationIinIhumansWITrendsc
incEndocrinologycandcMetabolismUI2008UIaiUIiaVe 8.8 33

98 RegulationIofIε~ssbIbyIaIchlorideVsensingImechanismIinvolvingItheIWε~cIandISPq~IkinasesWI
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2008UIaYeUIhdehVfc 11.5 174

97 qberrantIygqaIglycosylationIisIinheritedIinIfamilialIandIsporadicIygqInephropathyWIJournalcofcthec
AmericancSocietycofcNephrology:cJASNUI2008UIaiUIaYYhVad 12.7 183

96
qItranslocationIcausingIincreasedIalphaVklothoIlevelIresultsIinIhypophosphatemicIricketsIandI
hyperparathyroidismWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofc
AmericaUI2008UIaYeUIcdeeVfY

11.5 188

95 qInovelIformIofIhumanImendelianIhypertensionIfeaturingInonglucocorticoidVremediableI
aldosteronismWIJournalcofcClinicalcEndocrinologycandcMetabolismUI2008UIicUIcaagVbc 5.6 211

94 RolesIofItheIcationVchlorideIcotransportersIinIneurologicalIdiseaseWINaturecClinicalcPracticec
NeurologyUI2008UIdUIdiYVeYc 294

93 tisruptionIofIsontactinIdIQsεTεdRIresultsIinIdevelopmentalIdelayIandIotherIfeaturesIofIcpIdeletionI
syndromeWIAmericancJournalcofcHumancGeneticsUI2008UIhbUIache 11 46

92 RapidIidentificationIofIdiseaseVcausingImutationsIusingIcopyInumberIanalysisIwithinIlinkageI
intervalsWIHumancMutationUI2007UIbhUIabcfVdY 4.7 12

91 qInovelIPs εVaIgeneImutationIinIfamilialIhypomagnesemiaIwithIhypercalciuriaIandIatypicalI
phenotypeWIPediatriccNephrologyUI2007UIbbUIeYcVh 3.2 17

90
qnISw~aIsiteIinIWε~dIregulatesIεaTIchannelIandI~TIchannelIactivityIandIhasIimplicationsIforI
aldosteroneIsignalingIandI~TIhomeostasisWIProceedingscofcthecNationalcAcademycofcSciencescofcthec
UnitedcStatescofcAmericaUI2007UIaYdUIdYbeVi

11.5 131

89 Wε~dIregulatesIactivityIofItheIepithelialIεaTIchannelIinIvitroIandIinIvivoWIProceedingscofcthec
NationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaUI2007UIaYdUIdYbYVd 11.5 106

88 sharacterizationIofIaIlargeI ebaneseIfamilyIsegregatingIygqInephropathyWINephrologycDialysisc
TransplantationUI2007UIbbUIggbVg 4.3 34

87 εonvalidationIofIreportedIgeneticIriskIfactorsIforIacuteIcoronaryIsyndromeIinIaIlargeVscaleI
replicationIstudyWIJAMAcrcJournalcofcthecAmericancMedicalcAssociationUI2007UIbigUIaeeaVfa 27.4 199

86  askerIqwardItoIheartIvalveIpioneersWICellUI2007UIacYUIigaVd 56.2 7
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85  RPfImutationIinIaIfamilyIwithIearlyIcoronaryIdiseaseIandImetabolicIriskIfactorsWIScienceUI2007UIcaeUIabghVhb33.3 465

84 ≈olecularIgeneticIanalysisIofItwoIlargeIkindredsIwithIintracranialIaneurysmsIdemonstratesIlinkageI
toIaaqbdVbeIandIadqbcVcaWIStrokeUI2006UIcgUIaYbaVg 6.7 54

83
Wε~cIbypassesItheItonicityIrequirementIforI~VslIcotransporterIactivationIviaIaI
phosphataseVdependentIpathwayWIProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaUI2006UIaYcUIaigfVha

11.5 100
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