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j Paper IF Citations

262 rutosomalJuominantJyypocalcemiaJTypeJbJRruybSJrssociatedJWithJσyoclonusJandJzntracerebralJ
talcificationsXXJJournaleofetheeEndocrineeSocietyVJ2022VJgVJbvacaec 0.4 0

261
σultipleJvndocrineJNeoplasiaJTypeJbJandJtheJPancreaskJuiagnosisJandJTreatmentJofJwunctioningJ
andJNonWwunctioningJPancreaticJandJuuodenalJNeuroendocrineJNeoplasiaJwithinJtheJσvNbJ
SyndromeJWJrnJznternationalJtonsensusJStatementXJNeuroendocrinologyVJ2021VJbbbVJgajWgda

5.6 16

260 rpcsbJmutationJcausesJhypercalcaemiaJinJmiceJandJimpairsJinteractionJbetweenJcalciumWsensingJ
receptorJandJadaptorJproteinWcXJHumaneMoleculareGeneticsVJ2021VJdaVJiiaWijc 5.6 2

259 yormonalJregulationJofJbiomineralizationXJNatureeReviewseEndocrinologyVJ2021VJbhVJcgbWchf 15.2 14

258 TheJroleJofJbiomineralizationJinJdisordersJofJskeletalJdevelopmentJandJtoothJformationXJNaturee
ReviewseEndocrinologyVJ2021VJbhVJddgWdej 15.2 8

257 σrNrxvσvNTJOwJvNuOtRzNvJuzSvrSvkJPostsurgicalJhypoparathyroidismkJcurrentJtreatmentsJandJ
futureJprospectsJforJparathyroidJallotransplantationXJEuropeaneJournaleofeEndocrinologyVJ2021VJbieVJRbgfWRbhf6.5 4

256 σultipleJendocrineJneoplasiaJtypeJbJinJchildrenJandJadolescentskJtlinicalJfeaturesJandJtreatmentJ
outcomesXJSurgeryVJ2021VJ 3.6 2

255 rsymmetricJactivationJofJtheJcalciumWsensingJreceptorJhomodimerXJNatureVJ2021VJfjfVJeffWefj 50.4 14

254 σultipleJvndocrineJNeoplasiaJTypeJbkJβatestJznsightsXJEndocrineeReviewsVJ2021VJecVJbddWbha 27.2 21

253 SmallJmoleculesJrestoreJtheJfunctionJofJmutantJtβtfJassociatedJwithJuentJdiseaseXJJournaleofe
CellulareandeMoleculareMedicineVJ2021VJcfVJbdbjWbdcc 5.6

252 σultipleJvndocrineJNeoplasiaJTypeJbJRσvNbSJfQUTRJueletionVJinJσvNbJwamilyVJuecreasesJσeninJ
vxpressionXJJournaleofeBoneeandeMineraleResearchVJ2021VJdgVJbaaWbaj 6.3 3

251 PTyJznfusionJforJSeizuresJinJrutosomalJuominantJyypocalcemiaJTypeJbXJNeweEnglandeJournaleofe
MedicineVJ2021VJdifVJbijWbjb 59.2 1

250 SomaticJmutationsJofJxNrbbJandJxNrQJinJtTNNsbWmutantJaldosteroneWproducingJadenomasJ
presentingJinJpubertyVJpregnancyJorJmenopauseXJNatureeGeneticsVJ2021VJfdVJbdgaWbdhc 36.3 9

249 rgeWdependentJchangesJinJproteinJincorporationJintoJcollagenWrichJtissuesJofJmiceJbyJinJvivoJpulsedJ
SzβrtJlabellingXJELifeVJ2021VJbaVJ 8.9 6

248 σedialJrrterialJtalcificationkJ’rttJStateWofWtheWrrtJReviewXJJournaleofetheeAmericaneCollegeeofe
CardiologyVJ2021VJhiVJbbefWbbgf 15.1 12

247 TheJbromodomainJinhibitorJ’QbUJreducesJcalciumWsensingJreceptorJactivityJinJpituitaryJcellJlinesXJ
JournaleofeMoleculareEndocrinologyVJ2021VJghVJidWje 4.5

246 znternationalJUnionJofJsasicJandJtlinicalJPharmacologyXJtVzzzXJtalciumWSensingJReceptorJ
NomenclatureVJPharmacologyVJandJwunctionXJPharmacologicaleReviewsVJ2020VJhcVJffiWgae 22.5 22
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245 yypoparathyroidismVJdeafnessVJandJrenalJdysplasiaJsyndromekJcaJYearsJafterJtheJidentificationJofJ
theJfirstJxrTrdJmutationsXJHumaneMutationVJ2020VJebVJbdebWbdfa 4.7 10

244 xeneticsJofJkidneyJstoneJdiseaseXJNatureeReviewseUrologyVJ2020VJbhVJeahWecb 5.5 18

243 wamilialJyypocalciuricJyypercalcemiaJTypeJbJandJrutosomalWuominantJyypocalcemiaJTypeJbkJ
PrevalenceJinJaJβargeJyealthcareJPopulationXJAmericaneJournaleofeHumaneGeneticsVJ2020VJbagVJhdeWheh 11 21

242 NeonatalJyypocalcemicJSeizuresJinJOffspringJofJaJσotherJWithJwamilialJyypocalciuricJ
yypercalcemiaJTypeJbJRwyybSXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2020VJbafVJ 5.6 2

241 xeneticsJofJSkeletalJuisordersXJHandbookeofeExperimentalePharmacologyVJ2020VJcgcVJdcfWdfb 3.2 0

240 tontrolJofJPTyJsecretionJbyJtheJTRPtbJionJchannelXJJCIeInsightVJ2020VJfVJ 9.9 2

239 σultipleJvndocrineJNeoplasiaJTypeJbJRσvNbSJPhenocopyJuueJtoJaJtellJtycleJuivisionJhdJRSJVariantXJ
JournaleofetheeEndocrineeSocietyVJ2020VJeVJbvaabec 0.4 3

238 StudiesJofJmiceJdeletedJforJSoxdJandJuceickJrelevanceJtoJXWlinkedJhypoparathyroidismXJEndocrinee
ConnectionsVJ2020VJ 3.5 3

237 xeneticJbackgroundJinfluencesJtumourJdevelopmentJinJheterozygousJσenbJknockoutJmiceXJ
EndocrineeConnectionsVJ2020VJjVJecgWedh 3.5 2

236 xeneticJregulationJofJparathyroidJglandJdevelopmentJ2020VJbdffWbdhh

235 rctivatingJσutationsJofJtheJxWproteinJSubunitJ˛–JbbJznterdomainJznterfaceJtauseJrutosomalJ
uominantJyypocalcemiaJTypeJcXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2020VJbafVJ 5.6 3

234 rberrantJmethylationJunderliesJinsulinJgeneJexpressionJinJhumanJinsulinomaXJNaturee
CommunicationsVJ2020VJbbVJfcba 17.4 2

233 WholeJgenomeJsequenceJanalysisJidentifiesJaJPrXcJmutationJtoJestablishJaJcorrectJdiagnosisJforJaJ
syndromicJformJofJhyperuricemiaXJAmericaneJournaleofeMedicaleGeneticsseParteAVJ2020VJbicVJcfcbWcfci 2.5 1

232 talcilyticJNPSPhjfJzncreasesJPlasmaJtalciumJandJPTyJinJanJrutosomalJuominantJyypocalcemiaJ
TypeJbJσouseJσodelXJJBMRePlusVJ2020VJeVJebaeac 3.9 1

231 tlinicalJσvNWbJrmongJaJβargeJtohortJofJPatientsJWithJrcromegalyXJJournaleofeClinicale
EndocrinologyeandeMetabolismVJ2020VJbafVJ 5.6 10

230 rJNovelJRoleJforJxrTrdJinJσesangialJtellsJinJxlomerularJuevelopmentJandJznjuryXJJournaleofethee
AmericaneSocietyeofeNephrology:eJASNVJ2019VJdaVJbgebWbgfi 12.7 10

229 σiceJwithJaJsrdeJσutationJRepresentJaJNewJσodelJofJNephrocalcinosisXJJournaleofeBoneeande
MineraleResearchVJ2019VJdeVJbdceWbddf 6.3 3

228 σrNrxvσvNTJOwJvNuOtRzNvJuzSvrSvkJUnmetJtherapeuticVJeducationalJandJscientificJneedsJinJ
parathyroidJdisordersXJEuropeaneJournaleofeEndocrinologyVJ2019VJbibVJPbWPbj 6.5 40

(2019-2020)
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227 tlinicalJweaturesJofJσultipleJvndocrineJNeoplasiaJTypeJekJNovelJPathogenicJVariantJandJReviewJofJ
PublishedJtasesXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2019VJbaeVJdgdhWdgeg 5.6 46

226
WhatJisJtheJappropriateJmanagementJofJnonfunctioningJpancreaticJneuroendocrineJtumoursJ
disclosedJonJscreeningJinJadultJpatientsJwithJmultipleJendocrineJneoplasiaJtypeJbpXJClinicale
EndocrinologyVJ2019VJjbVJhaiWhbf

3.4 8

225 RegulationJofJsclerostinJinJglucocorticoidWinducedJosteoporosisJRxzOSJinJmiceJandJhumansXJ
EndocrineeConnectionsVJ2019VJiVJjcdWjde 3.5 10

224 StandardsJofJcareJforJhypoparathyroidismJinJadultskJaJtanadianJandJznternationalJtonsensusXJ
EuropeaneJournaleofeEndocrinologyVJ2019VJbiaVJPbWPcc 6.5 44

223 xeneticJvariantsJofJcalciumJandJvitaminJuJmetabolismJinJkidneyJstoneJdiseaseXJNaturee
CommunicationsVJ2019VJbaVJfbhf 17.4 27

222
rnJNWvthylWNWNitrosoureaJRvNUSWznducedJTyrcgfStopJσutationJofJtheJuNrJPolymeraseJrccessoryJ
SubunitJxammaJcJRPolgcSJzsJrssociatedJWithJRenalJtalcificationJinJσiceXJJournaleofeBoneeandeMinerale
ResearchVJ2019VJdeVJejhWfah

6.3 2

221 rssociationJofJprolactinJreceptorJRPRβRSJvariantsJwithJprolactinomasXJHumaneMoleculareGeneticsVJ
2019VJciVJbacdWbadh 5.6 12

220 xeneticJapproachesJtoJmetabolicJboneJdiseasesXJBritisheJournaleofeClinicalePharmacologyVJ2019VJifVJbbehWbbga3.8 11

219 rJcalciumWsensingJreceptorJmutationJcausingJhypocalcemiaJdisruptsJaJtransmembraneJsaltJbridgeJ
toJactivateJ˛†WarrestinWbiasedJsignalingXJScienceeSignalingVJ2018VJbbVJ 8.8 26

218 turrentJandJemergingJtherapiesJforJPNvTsJinJpatientsJwithJorJwithoutJσvNbXJNatureeReviewse
EndocrinologyVJ2018VJbeVJcbgWcch 15.2 34

217 rPcˇ�JσutationsJzmpairJtalciumWSensingJReceptorJTraffickingJandJSignalingVJandJShowJanJ
vndosomalJPathwayJtoJSpatiallyJuirectJxWProteinJSelectivityXJCelleReportsVJ2018VJccVJbafeWbagg 10.6 44

216
βargeWscaleJexomeJdatasetsJrevealJaJnewJclassJofJadaptorWrelatedJproteinJcomplexJcJsigmaJsubunitJ
RrPcˇ�SJmutationsVJlocatedJatJtheJinterfaceJwithJtheJrPcJalphaJsubunitVJthatJimpairJcalciumWsensingJ
receptorJsignallingXJHumaneMoleculareGeneticsVJ2018VJchVJjabWjbb

5.6 10

215 rnJWvthylWWNitrosoureaJRvNUSJσutagenizedJσouseJσodelJforJrutosomalJuominantJNonsyndromicJ
αyphoscoliosisJuueJtoJVertebralJwusionXJJBMRePlusVJ2018VJcVJbfeWbgd 3.9 1

214
tinacalcetJRectifiesJyypercalcemiaJinJaJPatientJWithJwamilialJyypocalciuricJyypercalcemiaJTypeJcJ
RwyycSJtausedJbyJaJxermlineJβossWofWwunctionJx˛–JσutationXJJournaleofeBoneeandeMineraleResearchVJ
2018VJddVJdcWeb

6.3 28

213 zntroductionJtoJxeneticsJofJSkeletalJandJσineralJσetabolicJuiseasesJ2018VJbWcb 2

212 σouseJσodelskJrpproachesJtoJxenerateJznJVivoJσodelsJforJyereditaryJuisordersJofJσineralJandJ
SkeletalJyomeostasisJ2018VJijWbbi

211 talciumWsensingJreceptorJresiduesJwithJlossWJandJgainWofWfunctionJmutationsJareJlocatedJinJregionsJ
ofJconformationalJchangeJandJcauseJsignallingJbiasXJHumaneMoleculareGeneticsVJ2018VJchVJdhcaWdhdd 5.6 17

210 σolecularJxeneticJStudiesJofJPancreaticJNeuroendocrineJTumorskJNewJTherapeuticJrpproachesXJ
EndocrinologyeandeMetabolismeClinicseofeNortheAmericaVJ2018VJehVJfcfWfei 5.5 14
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209 σiRWbfaYmiRWbgWbJexpressionJinverselyJcorrelatesJwithJcyclinJubJlevelsJinJσenbJpituitaryJNvTsXJ
JournaleofeEndocrinologyVJ2018VJ 4.7 9

208 TheJcalciumWsensingJreceptorJinJphysiologyJandJinJcalcitropicJandJnoncalcitropicJdiseasesXJNaturee
ReviewseEndocrinologyVJ2018VJbfVJddWfb 15.2 113

207 talcimimeticJandJcalcilyticJtherapiesJforJinheritedJdisordersJofJtheJcalciumWsensingJreceptorJ
signallingJpathwayXJBritisheJournaleofePharmacologyVJ2018VJbhfVJeaidWeaje 8.6 21

206 wamilialJStatesJofJPrimaryJyyperparathyroidismJ2018VJgcjWgdi 0

205 yypoparathyroidismJ2018VJgbhWgdg

204 σultipleJvndocrineJNeoplasiaJSyndromesJ2018VJgjjWhdc

203 rJmouseJmodelJforJinheritedJrenalJfibrosisJassociatedJwithJendoplasmicJreticulumJstressXJDMMe
DiseaseeModelseandeMechanismsVJ2017VJbaVJhhdWhig 4.1 26

202 UtilityJofJPopulationWβevelJuNrJSequenceJuataJinJtheJuiagnosisJofJyereditaryJvndocrineJuiseaseXJ
JournaleofetheeEndocrineeSocietyVJ2017VJbVJbfahWbfcg 0.4 11

201 αnockinJmouseJwithJmutantJxJmimicsJhumanJinheritedJhypocalcemiaJandJisJrescuedJbyJ
pharmacologicJinhibitorsXJJCIeInsightVJ2017VJcVJejbahj 9.9 23

200 yypoparathyroidismXJNatureeReviewseDiseaseePrimersVJ2017VJdVJbhaff 51.1 100

199 σolecularJgeneticsJofJsyndromicJandJnonWsyndromicJformsJofJparathyroidJcarcinomaXJHumane
MutationVJ2017VJdiVJbgcbWbgei 4.7 55

198 yypercalcemicJuisordersJinJthildrenXJJournaleofeBoneeandeMineraleResearchVJ2017VJdcVJcbfhWcbha 6.3 51

197 NWethylWNWnitrosoureaWznducedJrdaptorJProteinJcJSigmaJSubunitJbJRSJσutationsJvstablishJ
βossWofWwunctionJσiceXJJBMRePlusVJ2017VJbVJdWbf 3.9 11

196 σutantJσiceJWithJtalciumWSensingJReceptorJrctivationJyaveJyyperglycemiaJThatJzsJRectifiedJbyJ
talcilyticJTherapyXJEndocrinologyVJ2017VJbfiVJceigWcfac 4.8 21

195 xJmutationJinJmiceJcausesJhypocalcemiaJrectifiableJbyJcalcilyticJtherapyXJJCIeInsightVJ2017VJcVJejbbad 9.9 25

194 xenomicJprofilingJrevealsJmutationalJlandscapeJinJparathyroidJcarcinomasXJJCIeInsightVJ2017VJcVJejcagb 9.9 50

193 tinacalcetJcorrectsJhypercalcemiaJinJmiceJwithJanJinactivatingJx˛–bbJmutationXJJCIeInsightVJ2017VJcVJ 9.9 10

192 σultipleJvndocrineJNeoplasiaJTypeJbJ2016VJcfggWcfjdXej 5

(2016-2018)
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191 RegulationJofJtalciumJyomeostasisJandJxeneticJuisordersJthatJrffectJtalciumJσetabolismJ2016VJbagdWbaijXeba4

190 uisordersJofJtheJcalciumWsensingJreceptorJandJpartnerJproteinskJinsightsJintoJtheJmolecularJbasisJofJ
calciumJhomeostasisXJJournaleofeMoleculareEndocrinologyVJ2016VJfhVJRbchWec 4.5 116

189 tinacalcetJforJSymptomaticJyypercalcemiaJtausedJbyJrPcSbJσutationsXJNeweEnglandeJournaleofe
MedicineVJ2016VJdheVJbdjgWbdji 59.2 29

188
PasireotideJTherapyJofJσultipleJvndocrineJNeoplasiaJTypeJbWrssociatedJNeuroendocrineJTumorsJinJ
wemaleJσiceJueletedJforJanJσenbJrlleleJzmprovesJSurvivalJandJReducesJTumorJProgressionXJ
EndocrinologyVJ2016VJbfhVJbhijWji

4.8 22

187 σanagementJofJyypoparathyroidismkJSummaryJStatementJandJxuidelinesXJJournaleofeClinicale
EndocrinologyeandeMetabolismVJ2016VJbabVJcchdWid 5.6 207

186 PresentationJofJyypoparathyroidismkJvtiologiesJandJtlinicalJweaturesXJJournaleofeClinicale
EndocrinologyeandeMetabolismVJ2016VJbabVJcdaaWbc 5.6 175

185 vpidemiologyJandJuiagnosisJofJyypoparathyroidismXJJournaleofeClinicaleEndocrinologyeande
MetabolismVJ2016VJbabVJccieWjj 5.6 148

184
σiceJwithJanJNWvthylWNWNitrosoureaJRvNUSJznducedJTyrcajrsnJσutationJinJNatriureticJPeptideJ
ReceptorJdJRNPRdSJProvideJaJσodelJforJαyphosisJrssociatedJwithJrctivationJofJtheJσrPαJSignalingJ
PathwayXJPLoSeONEVJ2016VJbbVJeabghjbg

3.7 9

183 PhysiologyJofJtheJuevelopingJαidneykJuisordersJandJTherapyJofJtalciumJandJPhosphorousJ
yomeostasisJ2016VJcjbWddj

182 rJxWproteinJSubunitW˛–bbJβossWofWwunctionJσutationVJThrfeσetVJtausesJwamilialJyypocalciuricJ
yypercalcemiaJTypeJcJRwyycSXJJournaleofeBoneeandeMineraleResearchVJ2016VJdbVJbcaaWg 6.3 32

181
rllostericJσodulationJofJtheJtalciumWsensingJReceptorJRectifiesJSignalingJrbnormalitiesJ
rssociatedJwithJxWproteinJ˛–WbbJσutationsJtausingJyypercalcemicJandJyypocalcemicJuisordersXJ
JournaleofeBiologicaleChemistryVJ2016VJcjbVJbaihgWif

5.4 27

180 PseudohypoparathyroidismJtypeJbaJdueJtoJaJnovelJmutationJinJtheJxNrSJgeneXJClinicale
EndocrinologyVJ2016VJieVJegdWf 3.4 4

179 miRWbdfbWJandJmiRWbegbWdependentJsilencingJofJcalciumWsensingJreceptorJexpressionJinJcolorectalJ
tumorsXJInternationaleJournaleofeCancerVJ2016VJbdiVJbdhWef 7.5 30

178 zdentificationJofJaJxWProteinJSubunitW˛–bbJxainWofWwunctionJσutationVJValdeaσetVJinJaJwamilyJWithJ
rutosomalJuominantJyypocalcemiaJTypeJcJRruycSXJJournaleofeBoneeandeMineraleResearchVJ2016VJdbVJbcahWbe6.3 33

177
WholeWexomeJsequencingJstudiesJofJparathyroidJcarcinomasJrevealJnovelJPRUNvcJmutationsVJ
distinctiveJmutationalJspectraJrelatedJtoJrPOsvtWcatalyzedJuNrJmutagenesisJandJmutationalJ
enrichmentJinJkinasesJassociatedJwithJcellJmigrationJandJinvasionXJJournaleofeClinicaleEndocrinologye
andeMetabolismVJ2015VJbaaVJvdgaWe

5.6 68

176 TheJcalciumWsensingJreceptorkJrndJitsJinvolvementJinJparathyroidJpathologyXJAnnalese
DmEndocrinologieVJ2015VJhgVJibWd 1.7 9

175
yeterogeneousJgeneticJbackgroundJofJtheJassociationJofJpheochromocytomaYparagangliomaJandJ
pituitaryJadenomakJresultsJfromJaJlargeJpatientJcohortXJJournaleofeClinicaleEndocrinologyeande
MetabolismVJ2015VJbaaVJvfdbWeb

5.6 127

174 thallengesJandJcontroversiesJinJmanagementJofJpancreaticJneuroendocrineJtumoursJinJpatientsJ
withJσvNbXJLanceteDiabeteseandeEndocrinologystheVJ2015VJdVJijfWjaf 18.1 65
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173 wactorsJinfluencingJsuccessJofJclinicalJgenomeJsequencingJacrossJaJbroadJspectrumJofJdisordersXJ
NatureeGeneticsVJ2015VJehVJhbhWhcg 36.3 244

172
rdaptorJproteinWcJsigmaJsubunitJmutationsJcausingJfamilialJhypocalciuricJhypercalcaemiaJtypeJdJ
RwyydSJdemonstrateJgenotypeWphenotypeJcorrelationsVJcodonJbiasJandJdominantWnegativeJeffectsXJ
HumaneMoleculareGeneticsVJ2015VJceVJfahjWjc

5.6 53

171 βandscapeJofJwamilialJzsolatedJandJYoungWOnsetJPituitaryJrdenomaskJProspectiveJuiagnosisJinJrzPJ
σutationJtarriersXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2015VJbaaVJvbcecWfe 5.6 115

170
TheJtalcilyticJrgentJNPSJcbedJRectifiesJyypocalcemiaJinJaJσouseJσodelJWithJanJrctivatingJ
talciumWSensingJReceptorJRtaSRSJσutationkJRelevanceJtoJrutosomalJuominantJyypocalcemiaJTypeJ
bJRruybSXJEndocrinologyVJ2015VJbfgVJdbbeWcb

4.8 48

169 wamilialJandJyereditaryJwormsJofJPrimaryJyyperparathyroidismJ2015VJdebWdgd 6

168
rssociationJstudiesJofJcalciumWsensingJreceptorJRtaSRSJpolymorphismsJwithJserumJconcentrationsJ
ofJglucoseJandJphosphateVJandJvascularJcalcificationJinJrenalJtransplantJrecipientsXJPLoSeONEVJ2015VJ
baVJeabbjefj

3.7 13

167 xNrSJmutationsJinJPseudohypoparathyroidismJtypeJbaJandJrelatedJdisordersXJHumaneMutationVJ
2015VJdgVJbbWj 4.7 82

166 σolecularJgeneticJadvancesJinJpituitaryJtumorJdevelopmentXJExperteRevieweofeEndocrinologyeande
MetabolismVJ2015VJbaVJdfWfd 4.1 5

165 NWethylWNWNitrosoureaJRvNUSJinducedJmutationsJwithinJtheJklothoJgeneJleadJtoJectopicJcalcificationJ
andJreducedJlifespanJinJmouseJmodelsXJPLoSeONEVJ2015VJbaVJeabccgfa 3.7 15

164 σultipleJendocrineJneoplasiaJtypeJbJRσvNbSJandJtypeJeJRσvNeSXJMoleculareandeCellulare
EndocrinologyVJ2014VJdigVJcWbf 4.4 261

163 σutantJprolactinJreceptorJandJfamilialJhyperprolactinemiaXJNeweEnglandeJournaleofeMedicineVJ2014VJ
dhaVJjhhWi 59.2 9

162 uiagnosisJofJasymptomaticJprimaryJhyperparathyroidismkJproceedingsJofJtheJwourthJznternationalJ
WorkshopXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2014VJjjVJdfhaWj 5.6 233

161 xuidelinesJforJtheJmanagementJofJthyroidJcancerXJClinicaleEndocrinologyVJ2014VJibJSupplJbVJbWbcc 3.4 692

160 RoleJofJtacUJandJβWPheJinJregulatingJfunctionalJcooperativityJofJdiseaseWassociatedJLtoggleLJ
calciumWsensingJreceptorJmutationsXJPLoSeONEVJ2014VJjVJebbdgcc 3.7 17

159 tuthdJintragenicJdeletionJinJfamilialJprimaryJhyperparathyroidismJassociatedJwithJparathyroidJ
carcinomaXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2014VJjjVJdaeeWi 5.6 39

158 PhysiologyJofJtheJuevelopingJαidneykJuisordersJandJTherapyJofJtalciumJandJPhosphorousJ
yomeostasisJ2014VJbWfj

157 rnJNWethylWNWnitrosoureaJinducedJcorticotropinWreleasingJhormoneJpromoterJmutationJprovidesJaJ
mouseJmodelJforJendogenousJglucocorticoidJexcessXJEndocrinologyVJ2014VJbffVJjaiWcc 4.8 23

156 σutationalJanalysisJofJtheJadaptorJproteinJcJsigmaJsubunitJRrPcSbSJgenekJsearchJforJautosomalJ
dominantJhypocalcemiaJtypeJdJRruydSXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2014VJjjVJvbdaaWf5.6 17

(2014-2015)
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155 talciumWsensingJreceptorJRtaSRSJmutationsJandJdisordersJofJcalciumVJelectrolyteJandJwaterJ
metabolismXJBestePracticeeandeResearcheineClinicaleEndocrinologyeandeMetabolismVJ2013VJchVJdfjWhb 6.5 98

154 σutantJprolactinJreceptorJandJfamilialJhyperprolactinemiaXJNeweEnglandeJournaleofeMedicineVJ2013VJ
dgjVJcabcWcaca 59.2 80

153 tonfusingJgeneskJaJpatientJwithJσvNcrJandJtushingQsJdiseaseXJClinicaleEndocrinologyVJ2013VJhiVJjggWi 3.4 22

152 RicketsJandJosteomalaciaXJMedicineVJ2013VJebVJfjeWfjj 0.6 3

151 σultipleJendocrineJneoplasiaXJMedicineVJ2013VJebVJfgcWfgf 0.6 2

150 xrTrdJmutationsJfoundJinJbreastJcancersJmayJbeJassociatedJwithJaberrantJnuclearJlocalizationVJ
reducedJtransactivationJandJcellJinvasivenessXJHormoneseandeCancerVJ2013VJeVJbcdWdj 5 23

149 znvestigatingJhypocalcaemiaXJBMJseTheVJ2013VJdegVJfccbd 5.9 34

148 σutationsJaffectingJxWproteinJsubunitJ˛–bbJinJhypercalcemiaJandJhypocalcemiaXJNeweEnglande
JournaleofeMedicineVJ2013VJdgiVJcehgWceig 59.2 282

147 rssociationJbetweenJgenotypeJandJphenotypeJinJuromodulinWassociatedJkidneyJdiseaseXJClinicale
JournaleofetheeAmericaneSocietyeofeNephrology:eCJASNVJ2013VJiVJbdejWfh 6.9 39

146 tlinicallyJrelevantJgeneticJadvancesJinJendocrinologyXJClinicaleMedicineVJ2013VJbdVJcjjWdaf 1.9 2

145 WholeWexomeJsequencingJstudiesJofJnonfunctioningJpituitaryJadenomasXJJournaleofeClinicale
EndocrinologyeandeMetabolismVJ2013VJjiVJvhjgWiaa 5.6 69

144 αidneyJstoneskJaJfetalJoriginsJhypothesisXJJournaleofeBoneeandeMineraleResearchVJ2013VJciVJcfdfWj 6.3 6

143 yypoparathyroidismJ2013VJeajWecd 2

142 σultipleJvndocrineJNeoplasiaJTypeJbJ2013VJehjWfae

141 σouseJσodelskJrpproachesJtoJxeneratingJinJvivoJσodelsJforJyereditaryJuisordersJofJσineralJandJ
SkeletalJyomeostasisJ2013VJbibWcae 1

140
ReceptorWmediatedJendocytosisJandJendosomalJacidificationJisJimpairedJinJproximalJtubuleJ
epithelialJcellsJofJuentJdiseaseJpatientsXJProceedingseofetheeNationaleAcademyeofeScienceseofethee
UnitedeStateseofeAmericaVJ2013VJbbaVJhabeWj

11.5 61

139 σutationsJinJrPcSbJcauseJfamilialJhypocalciuricJhypercalcemiaJtypeJdXJNatureeGeneticsVJ2013VJefVJjdWh 36.3 196

138 rutosomalJdominantJhypercalciuriaJinJaJmouseJmodelJdueJtoJaJmutationJofJtheJepithelialJcalciumJ
channelVJTRPVfXJPLoSeONEVJ2013VJiVJeffebc 3.7 32
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137 yypoparathyroidismJandJPseudohypoparathyroidismJ2012VJchdWcii

136 rJmouseJwithJanJNWvthylWNWnitrosoureaJRvNUSJznducedJTrpfijrrgJxalntdJmutationJrepresentsJaJ
modelJforJhyperphosphataemicJfamilialJtumouralJcalcinosisXJPLoSeONEVJ2012VJhVJeedcaf 3.7 15

135 rJmouseJmodelJofJearlyWonsetJrenalJfailureJdueJtoJaJxanthineJdehydrogenaseJnonsenseJmutationXJ
PLoSeONEVJ2012VJhVJeefcbh 3.7 6

134 vpidemiologyJofJuromodulinWassociatedJkidneyJdiseaseJWJresultsJfromJaJnationWwideJsurveyXJNephrone
ExtraVJ2012VJcVJbehWfi 21

133 ParathyroidJuisordersJ2012VJffhWfii

132
SignificantJdeteriorationJinJnanomechanicalJqualityJoccursJthroughJincompleteJextrafibrillarJ
mineralizationJinJrachiticJbonekJevidenceJfromJinWsituJsynchrotronJXWrayJscatteringJandJ
backscatteredJelectronJimagingXJJournaleofeBoneeandeMineraleResearchVJ2012VJchVJihgWja

6.3 53

131 rJmouseJmodelJforJspondyloepiphysealJdysplasiaJcongenitaJwithJsecondaryJosteoarthritisJdueJtoJaJ
tolcabJmutationXJJournaleofeBoneeandeMineraleResearchVJ2012VJchVJebdWci 6.3 27

130 tlinicalJpracticeJguidelinesJforJmultipleJendocrineJneoplasiaJtypeJbJRσvNbSXJJournaleofeClinicale
EndocrinologyeandeMetabolismVJ2012VJjhVJcjjaWdabb 5.6 830

129 σvNbJgeneJreplacementJtherapyJreducesJproliferationJratesJinJaJmouseJmodelJofJpituitaryJ
adenomasXJCancereResearchVJ2012VJhcVJfagaWi 10.1 29

128 WholeWexomeJsequencingJstudiesJofJnonhereditaryJRsporadicSJparathyroidJadenomasXJJournaleofe
ClinicaleEndocrinologyeandeMetabolismVJ2012VJjhVJvbjjfWcaaf 5.6 101

127
zdentificationJofJhaJcalciumWsensingJreceptorJmutationsJinJhyperWJandJhypoWcalcaemicJpatientskJ
evidenceJforJclusteringJofJextracellularJdomainJmutationsJatJcalciumWbindingJsitesXJHumane
MoleculareGeneticsVJ2012VJcbVJchgiWhi

5.6 133

126 ProliferationJratesJofJmultipleJendocrineJneoplasiaJtypeJbJRσvNbSWassociatedJtumorsXJEndocrinology
VJ2012VJbfdVJfbghWhj 4.8 13

125 soneJσineralJtontentJandJuensityXJCurrenteProtocolseineMouseeBiologyVJ2012VJcVJdgfWeaa 1.1 5

124 RoleJofJmultipleJendocrineJneoplasiaJtypeJbJmutationalJanalysisJinJclinicalJpracticeXJEndocrinee
PracticeVJ2011VJbhJSupplJdVJiWbh 3.2 56

123 TranscriptionJfactorsJinJparathyroidJdevelopmentkJlessonsJfromJhypoparathyroidJdisordersXJAnnalse
ofetheeNeweYorkeAcademyeofeSciencesVJ2011VJbcdhVJceWdi 6.5 42

122 xenomeWwideJstudyJofJfamilialJjuvenileJhyperuricaemicJRgoutySJnephropathyJRw’yNSJindicatesJaJnewJ
locusVJw’yNdVJlinkedJtoJchromosomeJcpccXbWpcbXJHumaneGeneticsVJ2011VJbcjVJfbWi 6.3 20

121 bXJσultipleJvndocrineJNeoplasiaJTypeJbXJTranslationaleEndocrinologyeleMetabolismVJ2011VJbdWee 8

120 σouseJmodelsJforJinheritedJendocrineJandJmetabolicJdisordersXJJournaleofeEndocrinologyVJ2011VJ
cbbVJcbbWda 4.7 28

(2011-2012)
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119 xenomeWwideJassociationJstudyJusingJextremeJtruncateJselectionJidentifiesJnovelJgenesJaffectingJ
boneJmineralJdensityJandJfractureJriskXJPLoSeGeneticsVJ2011VJhVJebaabdhc 6 199

118 yypocalcaemicJdisordersVJhypoparathyroidismVJandJpseudohypoparathyroidismJ2011VJghfWgig 6

117
rJhomozygousJinactivatingJcalciumWsensingJreceptorJmutationVJProddjThrVJisJassociatedJwithJ
isolatedJprimaryJhyperparathyroidismkJcorrelationJbetweenJlocationJofJmutationsJandJseverityJofJ
hypercalcaemiaXJClinicaleEndocrinologyVJ2010VJhdVJhbfWcc

3.4 44

116
tomparisonJofJhumanJchromosomeJbjqbdJandJsyntenicJregionJonJmouseJchromosomeJhJrevealsJ
absenceVJinJmanVJofJbbXgJσbJcontainingJfourJmouseJcalciumWsensingJreceptorWrelatedJsequenceskJ
relevanceJtoJfamilialJbenignJhypocalciuricJhypercalcaemiaJtypeJdXJEuropeaneJournaleofeHumane
GeneticsVJ2010VJbiVJeecWh

5.3 8

115 SvuβzNJformsJhomodimerskJcharacterisationJofJSvuβzNJmutationsJandJtheirJinteractionsJwithJ
transcriptionJfactorsJσsPbVJPzTXbJandJSwbXJPLoSeONEVJ2010VJfVJebageg 3.7 21

114 vstablishingJnormalJplasmaJandJceWhourJurinaryJbiochemistryJrangesJinJtdyVJsrβsYcJandJtfhsβYg’J
miceJfollowingJacclimatizationJinJmetabolicJcagesXJLaboratoryeAnimalsVJ2010VJeeVJcbiWcf 2.6 44

113
zdentificationJandJcharacterizationJofJnovelJparathyroidWspecificJtranscriptionJfactorJxlialJtellsJ
σissingJyomologJsJRxtσsSJmutationsJinJeightJfamiliesJwithJautosomalJrecessiveJ
hypoparathyroidismXJHumaneMoleculareGeneticsVJ2010VJbjVJcaciWdi

5.6 44

112
tβtWfJandJαzwdsJinteractJtoJfacilitateJtβtWfJplasmaJmembraneJexpressionVJendocytosisVJandJ
microtubularJtransportkJrelevanceJtoJpathophysiologyJofJuentQsJdiseaseXJAmericaneJournaleofe
PhysiologyeteRenalePhysiologyVJ2010VJcjiVJwdgfWia

4.3 52

111 zdentificationJofJaJsecondJkindredJwithJfamilialJhypocalciuricJhypercalcemiaJtypeJdJRwyydSJnarrowsJ
localizationJtoJaJXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2010VJjfVJbjehWfe 5.6 30

110 rJmissenseJglialJcellsJmissingJhomologJsJRxtσsSJmutationVJrsnfacyisVJcausesJautosomalJdominantJ
hypoparathyroidismXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2010VJjfVJdfbcWg 5.6 50

109 uentQsJdiseaseXJOrphaneteJournaleofeRareeDiseasesVJ2010VJfVJci 4.2 133

108 σultipleJendocrineJneoplasiaJtypeJbJRσvNbSXJBestePracticeeandeResearcheineClinicaleEndocrinologyeande
MetabolismVJ2010VJceVJdffWha 6.5 161

107 uiagnosticJchallengesJdueJtoJphenocopieskJlessonsJfromJσultipleJvndocrineJNeoplasiaJtypebJ
RσvNbSXJHumaneMutationVJ2010VJdbVJvbaijWbab 4.7 53

106 tellJdivisionJcycleJproteinJhdJhomologJRtuthdSJmutationsJinJtheJhyperparathyroidismWjawJtumorJ
syndromeJRyPTW’TSJandJparathyroidJtumorsXJHumaneMutationVJ2010VJdbVJcjfWdah 4.7 138

105 xatadWdeficientJmiceJdevelopJparathyroidJabnormalitiesJdueJtoJdysregulationJofJtheJ
parathyroidWspecificJtranscriptionJfactorJxcmcXJJournaleofeClinicaleInvestigationVJ2010VJbcaVJcbeeWff 15.9 95

104 talciumJRegulationVJtalciumJyomeostasisVJandJxeneticJuisordersJofJtalciumJσetabolismJ2010VJbbdgWbbfj 6

103 σultipleJvndocrineJNeoplasiaJTypeJbJ2010VJchbjWcheb 17

102
UromodulinJmutationsJcausingJfamilialJjuvenileJhyperuricaemicJnephropathyJleadJtoJproteinJ
maturationJdefectsJandJretentionJinJtheJendoplasmicJreticulumXJHumaneMoleculareGeneticsVJ2009VJ
biVJcjgdWhe

5.6 81
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101 OtRβbJmutationsJinJuentJcJpatientsJsuggestJaJmechanismJforJphenotypicJvariabilityXJNephrone
PhysiologyVJ2009VJbbcVJpchWdg 62

100 σutationalJanalysisJofJtβtWfVJcofilinJandJtβtWeJinJpatientsJwithJuentQsJdiseaseXJNephronePhysiologyVJ
2009VJbbcVJpfdWgc 26

99
rsymptomaticJchildrenJwithJmultipleJendocrineJneoplasiaJtypeJbJmutationsJmayJharborJ
nonfunctioningJpancreaticJneuroendocrineJtumorsXJJournaleofeClinicaleEndocrinologyeande
MetabolismVJ2009VJjeVJdgeaWg

5.6 73

98 rJmissenseJxrTrdJmutationVJThrchczleVJcausesJtheJhypoparathyroidismVJdeafnessVJandJrenalJ
dysplasiaJsyndromeXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2009VJjeVJdijhWjae 5.6 29

97
σultipleJendocrineJneoplasiaJtypeJbJknockoutJmiceJdevelopJparathyroidVJpancreaticVJpituitaryJandJ
adrenalJtumoursJwithJhypercalcaemiaVJhypophosphataemiaJandJhypercorticosteronaemiaXJ
EndocrinetRelatedeCancerVJ2009VJbgVJbdbdWch

5.7 71

96 xeneticJbackgroundJinfluencesJembryonicJlethalityJandJtheJoccurrenceJofJneuralJtubeJdefectsJinJ
σenbJnullJmicekJrelevanceJtoJgeneticJmodifiersXJJournaleofeEndocrinologyVJ2009VJcadVJbddWec 4.7 36

95
tharacterizationJofJuentQsJdiseaseJmutationsJofJtβtWfJrevealsJaJcorrelationJbetweenJfunctionalJandJ
cellJbiologicalJconsequencesJandJproteinJstructureXJAmericaneJournaleofePhysiologyeteRenale
PhysiologyVJ2009VJcjgVJwdjaWh

4.3 43

94 RicketsJandJosteomalaciaXJMedicineVJ2009VJdhVJeidWeii 0.6 8

93 σultipleJendocrineJneoplasiaXJMedicineVJ2009VJdhVJefaWefd 0.6

92 xeneticJcausesJofJhypercalciuricJnephrolithiasisXJPediatriceNephrologyVJ2009VJceVJcdcbWdc 3.2 79

91 xeneticJuisordersJofJtalciumJandJPhosphateJyomeostasisJ2009VJcghWdaf 1

90 xastroenteropancreaticJneuroendocrineJtumoursXJLanceteOncologyseTheVJ2008VJjVJgbWhc 21.7 1246

89
OncogenicJhypophosphataemicJosteomalaciakJbiomarkerJrolesJofJfibroblastJgrowthJfactorJcdVJ
bVcfWdihydroxyvitaminJudJandJlymphaticJvesselJendothelialJhyaluronanJreceptorJbXJEuropeane
JournaleofeEndocrinologyVJ2008VJbfiVJcgfWhb

6.5 27

88 ParafibrominVJaJcomponentJofJtheJhumanJPrwJcomplexVJregulatesJgrowthJfactorsJandJisJrequiredJ
forJembryonicJdevelopmentJandJsurvivalJinJadultJmiceXJMoleculareandeCellulareBiologyVJ2008VJciVJcjdaWea 4.8 78

87 wamilialJisolatedJprimaryJhyperparathyroidismJcausedJbyJmutationsJofJtheJσvNbJgeneXJNaturee
ClinicalePracticeeEndocrinologyeandeMetabolismVJ2008VJeVJfdWi 61

86 σultipleJendocrineJneoplasiaJtypeJbJRσvNbSkJanalysisJofJbddgJmutationsJreportedJinJtheJfirstJ
decadeJfollowingJidentificationJofJtheJgeneXJHumaneMutationVJ2008VJcjVJccWdc 4.7 494

85 rJnovelJσvNbJintronicJmutationJassociatedJwithJmultipleJendocrineJneoplasiaJtypeJbXJClinicale
EndocrinologyVJ2007VJggVJhajWbd 3.4 12

84 xeneticsJofJhypercalciuricJnephrolithiasiskJrenalJstoneJdiseaseXJAnnalseofetheeNeweYorkeAcademyeofe
SciencesVJ2007VJbbbgVJegbWie 6.5 46

(2007-2009)
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83
wunctionalJcharacterizationJofJxrTrdJmutationsJcausingJtheJhypoparathyroidismWdeafnessWrenalJ
RyuRSJdysplasiaJsyndromekJinsightJintoJmechanismsJofJuNrJbindingJbyJtheJxrTrdJtranscriptionJ
factorXJHumaneMoleculareGeneticsVJ2007VJbgVJcgfWhf

5.6 111

82 σembraneJtargetingJandJsecretionJofJmutantJuromodulinJinJfamilialJjuvenileJhyperuricemicJ
nephropathyXJJournaleofetheeAmericaneSocietyeofeNephrology:eJASNVJ2007VJbiVJcgeWhd 12.7 60

81 rnatomicJandJfunctionalJimagingJofJmetastaticJcarcinoidJtumorsXJRadiographicsVJ2007VJchVJeffWhh 5.4 87

80
toxWcJpromotesJchromograninJrJexpressionJandJbioactivitykJevidenceJforJaJprostaglandinJ
vcWdependentJmechanismJandJtheJinvolvementJofJaJproximalJcyclicJadenosineJ
fQWmonophosphateWresponsiveJelementXJEndocrinologyVJ2007VJbeiVJedbaWh

4.8 5

79 σultipleJendocrineJneoplasiakJspectrumJofJradiologicJappearancesJandJdiscussionJofJaJ
multitechniqueJimagingJapproachXJRadiographicsVJ2006VJcgVJeddWfb 5.4 51

78 tharacteristicsJofJhearingJlossJinJyuRJRhypoparathyroidismVJsensorineuralJdeafnessVJrenalJdysplasiaSJ
syndromeXJAudiologyeandeNeurotOtologyVJ2006VJbbVJdhdWj 2.2 20

77 wunctionalJcharacterizationJofJcalciumJsensingJreceptorJpolymorphismsJandJabsenceJofJassociationJ
withJindicesJofJcalciumJhomeostasisJandJboneJmineralJdensityXJClinicaleEndocrinologyVJ2006VJgfVJfjiWgaf 3.4 42

76 σultipleJvndocrineJNeoplasiaJTypeJbJ2006VJdigWdjc 1

75 uentQsJdiseaseXJNephrologyeDialysiseTransplantationVJ2005VJcaVJccieWf 4.3 3

74 rJnovelJvXTbJspliceJsiteJmutationJinJaJkindredJwithJhereditaryJmultipleJexostosisJandJosteoporosisXJ
JournaleofeClinicaleEndocrinologyeandeMetabolismVJ2005VJjaVJfdigWjc 5.6 17

73 wunctionalJanalysisJofJaJnovelJxrTrdJmutationJinJaJfamilyJwithJtheJhypoparathyroidismVJdeafnessVJ
andJrenalJdysplasiaJsyndromeXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2005VJjaVJceefWfa 5.6 54

72 σσPbdJmutationJcausesJspondyloepimetaphysealJdysplasiaVJσissouriJtypeJRSvσuRσOSXJJournaleofe
ClinicaleInvestigationVJ2005VJbbfVJcidcWec 15.9 74

71 rnJinterstitialJdeletionWinsertionJinvolvingJchromosomesJcpcfXdJandJXqchXbVJnearJSOXdVJcausesJ
XWlinkedJrecessiveJhypoparathyroidismXJJournaleofeClinicaleInvestigationVJ2005VJbbfVJciccWdb 15.9 110

70 yyperparathyroidismWjawJtumorJsyndromeJinJRomaJfamiliesJfromJPortugalJisJdueJtoJaJfounderJ
mutationJofJtheJyRPTcJgeneXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2004VJijVJbhehWfc 5.6 58

69
rctivatingJcalciumWsensingJreceptorJmutationJinJtheJmouseJisJassociatedJwithJcataractsJandJectopicJ
calcificationXJProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitedeStateseofeAmericaVJ2004VJ
babVJbdfggWhb

11.5 111

68 tharacterizationJofJxrTrdJmutationsJinJtheJhypoparathyroidismVJdeafnessVJandJrenalJdysplasiaJ
RyuRSJsyndromeXJJournaleofeBiologicaleChemistryVJ2004VJchjVJccgceWde 5.4 122

67 tomparativeJontogenyVJprocessingVJandJsegmentalJdistributionJofJtheJrenalJchlorideJchannelVJtltWfXJ
KidneyeInternationalVJ2004VJgfVJbjiWcai 9.9 26

66 NeonatalJsevereJhyperparathyroidismkJgenotypeYphenotypeJcorrelationJandJtheJuseJofJ
pamidronateJasJrescueJtherapyXJEuropeaneJournaleofePediatricsVJ2004VJbgdVJfijWje 4.1 87
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65 XWlinkedJhypoparathyroidismJregionJonJXqchJisJevolutionarilyJconservedJwithJregionsJonJdqcgJandJ
bdqdeJandJcontainsJaJnovelJPWtypeJrTPaseXJGenomicsVJ2004VJieVJbagaWha 4.3 16

64 xeneticJmappingJstudiesJofJfamilialJjuvenileJhyperuricemicJnephropathyJonJchromosomeJ
bgpbbWpbdXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2003VJiiVJegeWha 5.6 24

63 TheJtltWfJknockoutJmouseJmodelJofJuentQsJdiseaseJhasJrenalJhypercalciuriaJandJincreasedJboneJ
turnoverXJJournaleofeBoneeandeMineraleResearchVJ2003VJbiVJgbfWcd 6.3 65

62 rlteredJpolarityJandJexpressionJofJyUWrTPaseJwithoutJultrastructuralJchangesJinJkidneysJofJuentQsJ
diseaseJpatientsXJKidneyeInternationalVJ2003VJgdVJbcifWjf 9.9 67

61 σodelingJstudyJofJhumanJrenalJchlorideJchannelJRhtβtWfSJmutationsJsuggestsJaJ
structuralWfunctionalJrelationshipXJKidneyeInternationalVJ2003VJgdVJbecgWdc 9.9 46

60 QuantitativeJtraitJlociJforJhypercalciuriaJinJaJratJmodelJofJkidneyJstoneJdiseaseXJJournaleofethee
AmericaneSocietyeofeNephrology:eJASNVJ2003VJbeVJbieeWfa 12.7 38

59 ParathyroidJuisordersJ2003VJeifWfai 3

58 tonstitutionalJdeletionJofJchromosomeJcaqJinJtwoJpatientsJaffectedJwithJalbrightJhereditaryJ
osteodystrophyXJAmericaneJournaleofeMedicaleGeneticseParteAVJ2002VJbbdVJbghWhc 68

57 wragmentationJofJfilteredJproteinsJandJimplicationsJforJglomerularJproteinJsievingJinJwanconiJ
syndromeXJKidneyeInternationalVJ2002VJgcVJdej 9.9 3

56 xeneticJcontributionJtoJrenalJfunctionJandJelectrolyteJbalancekJaJtwinJstudyXJClinicaleScienceVJ2002VJ
badVJcfjWgf 6.5 86

55 wrequentJoccurrenceJofJanJintronJeJmutationJinJmultipleJendocrineJneoplasiaJtypeJbXJJournaleofe
ClinicaleEndocrinologyeandeMetabolismVJ2002VJihVJcgiiWjd 5.6 47

54 UrinaryJmegalinJdeficiencyJimplicatesJabnormalJtubularJendocyticJfunctionJinJwanconiJsyndromeXJ
JournaleofetheeAmericaneSocietyeofeNephrology:eJASNVJ2002VJbdVJbcfWbdd 12.7 90

53 rbsenceJofJmutationsJinJtheJgrowthJhormoneJRxySWreleasingJhormoneJreceptorJgeneJinJ
xyWsecretingJpituitaryJadenomasXJClinicaleEndocrinologyVJ2001VJfeVJdabWh 3.4 20

52 xlomerularJproteinJsievingJandJimplicationsJforJrenalJfailureJinJwanconiJsyndromeXJKidneye
InternationalVJ2001VJgaVJbiifWjc 9.9 173

51 SomaticJmutationsJinJσvNJtypeJbJtumorsVJconsistentJwithJtheJαnudsonJLtwoWhitLJhypothesisXJ
JournaleofeClinicaleEndocrinologyeandeMetabolismVJ2001VJigVJedhbWe 5.6 70

50 σutationalJanalysisJinJXWlinkedJspondyloepiphysealJdysplasiaJtardaXJJournaleofeClinicaleEndocrinologye
andeMetabolismVJ2001VJigVJdcddWg 5.6 19

49 XWlinkedJhypophosphatemiaJattributableJtoJpseudoexonsJofJtheJPyvXJgeneXJJournaleofeClinicale
EndocrinologyeandeMetabolismVJ2001VJigVJdieaWe 5.6 39

48 σeninJinteractsJdirectlyJwithJtheJhomeoboxWcontainingJproteinJPemXJBiochemicaleandeBiophysicale
ResearcheCommunicationsVJ2001VJcigVJecgWdb 3.4 88

(2001-2004)
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47 xuidelinesJforJdiagnosisJandJtherapyJofJσvNJtypeJbJandJtypeJcXJJournaleofeClinicaleEndocrinologyeande
MetabolismVJ2001VJigVJfgfiWhb 5.6 1466

46 RicketsJandJOsteomalaciaXJMedicineVJ2001VJcjVJheWia 0.6

45 tlinicalJandJgeneticJstudiesJofJtβtNfJmutationsJinJ’apaneseJfamiliesJwithJuentQsJdiseaseXJKidneye
InternationalVJ2000VJfiVJfcaWh 9.9 44

44 zsolatedJhypercalciuriaJwithJmutationJinJtβtNfkJrelevanceJtoJidiopathicJhypercalciuriaXJKidneye
InternationalVJ2000VJfhVJcdcWj 9.9 61

43 TubularJproteinuriaJdefinedJbyJaJstudyJofJuentQsJRtβtNfJmutationSJandJotherJtubularJdiseasesXJ
KidneyeInternationalVJ2000VJfhVJceaWj 9.9 83

42 PathogenesisJofJuentQsJdiseaseJandJrelatedJsyndromesJofJXWlinkedJnephrolithiasisXJKidneye
InternationalVJ2000VJfhVJhihWjd 9.9 77

41 xrTrdJhaploWinsufficiencyJcausesJhumanJyuRJsyndromeXJNatureVJ2000VJeagVJebjWcc 50.4 452

40 rJfiveWbaseJpairJdeletionJinJtheJsedlinJgeneJcausesJspondyloepiphysealJdysplasiaJtardaJinJaJ
sixWgenerationJrrkansasJkindredXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2000VJifVJddedWh 5.6 17

39
σiceJlackingJrenalJchlorideJchannelVJtβtWfVJareJaJmodelJforJuentQsJdiseaseVJaJnephrolithiasisJ
disorderJassociatedJwithJdefectiveJreceptorWmediatedJendocytosisXJHumaneMoleculareGeneticsVJ2000
VJjVJcjdhWef

5.6 248

38 σultipleJendocrineJneoplasiaJtypeJbXJEndocrinologyeandeMetabolismeClinicseofeNortheAmericaVJ2000VJ
cjVJfebWgh 5.5 60

37 tharacterizationJofJrenalJchlorideJchannelJRtβtNfSJmutationsJinJuentQsJdiseaseXJJournaleofethee
AmericaneSocietyeofeNephrology:eJASNVJ2000VJbbVJbegaWbegi 12.7 40

36 XWβinkedJNephrolithiasisYuentâ��sJuiseaseJandJσutationsJinJtheJtltWfJthlorideJthannelJ2000VJbddWbfc 1

35 RenalJchlorideJchannelVJtβtNfVJmutationsJinJuentQsJdiseaseXJJournaleofeBoneeandeMineraleResearchVJ
1999VJbeVJbfdgWec 6.3 27

34 rJfamilialJsyndromeJdueJtoJrrggeiStopJmutationJinJtheJXWlinkedJrenalJchlorideJchannelJgeneXJ
PediatriceNephrologyVJ1999VJbdVJchiWid 3.2 14

33 βocalizationJofJfamilialJbenignJhypercalcemiaVJOklahomaJvariantJRwsyOkSVJtoJchromosomeJbjqbdXJ
AmericaneJournaleofeHumaneGeneticsVJ1999VJgeVJbijWjf 11 119

32 xeneticJdisordersJofJrenalJelectrolyteJtransportXJNeweEnglandeJournaleofeMedicineVJ1999VJdeaVJbbhhWih 59.2 183

31 tlinicalJfeaturesJofJXWlinkedJnephrolithiasisJinJchildhoodXJPediatriceNephrologyVJ1998VJbcVJgcfWj 3.2 27

30 thlorideJchannelJmutationsJinJhypercalciuricJkidneyJstoneJdiseaseXJClinicaleandeExperimentale
NephrologyVJ1998VJcVJbjeWbji 2.5
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29 vxpressionJandJchromosomalJlocalizationJofJtheJRequiemJgeneXJMammalianeGenomeVJ1998VJjVJggaWf 3.2 18

28 wunctionalJcharacterizationJofJrenalJchlorideJchannelVJtβtNfVJmutationsJassociatedJwithJ
uentQs’apanJdiseaseXJKidneyeInternationalVJ1998VJfeVJbifaWg 9.9 63

27 σutationalJanalysisJofJPyvXJgeneJinJXWlinkedJhypophosphatemiaXJJournaleofeClinicaleEndocrinologye
andeMetabolismVJ1998VJidVJdgbfWcd 5.6 94

26 σultipleJendocrineJneoplasiaWWsyndromesJofJtheJtwentiethJcenturyXJJournaleofeClinicaleEndocrinologye
andeMetabolismVJ1998VJidVJcgbhWca 5.6 109

25 σetabolicJsoneJuiseaseJinJthildrenJ1998VJhfjWhid 1

24 tharacterisationJofJrenalJchlorideJchannelVJtβtNfVJmutationsJinJhypercalciuricJnephrolithiasisJ
RkidneyJstonesSJdisordersXJHumaneMoleculareGeneticsVJ1997VJgVJbcddWj 5.6 125

23 vxpressionJandJcloningJofJtheJhumanJXWlinkedJhypophosphatemiaJgeneJcuNrXJBiochemicaleande
BiophysicaleResearcheCommunicationsVJ1997VJcdbVJgdfWj 3.4 57

22 tonstructionJofJaJbXcWσbJsequenceWreadyJcontigJofJchromosomeJbbqbdJencompassingJtheJmultipleJ
endocrineJneoplasiaJtypeJbJRσvNbSJgeneXJTheJvuropeanJtonsortiumJonJσvNbXJGenomicsVJ1997VJeeVJjeWbaa4.3 26

21 SequenceJanalysisJofJbdjJkbJinJXpccXbJcontainingJspermineJsynthaseJandJtheJfQJregionJofJPvXXJ
GenomicsVJ1997VJeeVJcchWdb 4.3 19

20 σutationsJofJtβtNfJinJ’apaneseJchildrenJwithJidiopathicJlowJmolecularJweightJproteinuriaVJ
hypercalciuriaJandJnephrocalcinosisXJKidneyeInternationalVJ1997VJfcVJjbbWg 9.9 70

19 βinkageJstudiesJofJaJσissouriJkindredJwithJautosomalJdominantJspondyloepimetaphysealJdysplasiaJ
RSvσuSJindicateJgeneticJheterogeneityXJJournaleofeBoneeandeMineraleResearchVJ1997VJbcVJbcaeWj 6.3 10

18 uefinitionJofJtheJσinimalσvNbtandidateJrreaJsasedJonJaJfWσbJzntegratedJσapJofJProximalJbbqbdXJ
GenomicsVJ1996VJdhVJdfeWdgf 4.3 72

17 vagzJandJNotzJlinkingJclonesJfromJhumanJchromosomesJbbJandJXpXJHumaneGeneticsVJ1996VJjhVJhecWj 6.3 7

16 tonstructionJofJaJYrtJcontigJandJanJSTSJmapJspanningJdXgJmegabaseJpairsJinJXpccXbXJHumane
GeneticsVJ1996VJjhVJgaWi 6.3 14

15 xeneticJuisordersJofJtalciumJandJPhosphateJyomeostasisJ1996VJdbbWdef 0

14 σolecularJgeneticsJofJparathyroidJdiseaseXJCurrenteOpinioneineEndocrinologyseDiabeteseandeObesityVJ
1996VJdVJfcbWfci 7

13 rJcommonJmolecularJbasisJforJthreeJinheritedJkidneyJstoneJdiseasesXJNatureVJ1996VJdhjVJeefWj 50.4 614

12 rJfamilialJsyndromeJofJhypocalcemiaJwithJhypercalciuriaJdueJtoJmutationsJinJtheJcalciumWsensingJ
receptorXJNeweEnglandeJournaleofeMedicineVJ1996VJddfVJbbbfWcc 59.2 496

(1996-1998)
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11
βinkageJstudiesJinJaJkindredJfromJOklahomaVJwithJfamilialJbenignJRhypocalciuricSJhypercalcaemiaJ
RwsySJandJdevelopmentalJelevationsJinJserumJparathyroidJhormoneJlevelsVJindicateJaJthirdJlocusJforJ
wsyXJHumaneGeneticsVJ1995VJjgVJbidWh

6.3 56

10 tloningJandJcharacterizationJofJtβtNfVJtheJhumanJkidneyJchlorideJchannelJgeneJimplicatedJinJuentJ
diseaseJRanJXWlinkedJhereditaryJnephrolithiasisSXJGenomicsVJ1995VJcjVJfjiWgag 4.3 131

9 σolecularJgeneticsJofJdisordersJofJcalciumJhomeostasisXJBaillieremseClinicaleEndocrinologyeande
MetabolismVJ1995VJjVJfibWgai 7

8 TheJRoleJofJσolecularJxeneticsJinJScreeningJforJσultipleJvndocrineJNeoplasiaJTypeJbXJEndocrinologye
andeMetabolismeClinicseofeNortheAmericaVJ1994VJcdVJbbhWbdf 5.5 9

7 uentQsJdiseaseVJaJrenalJwanconiJsyndromeJwithJnephrocalcinosisJandJkidneyJstonesVJisJassociatedJ
withJaJmicrodeletionJinvolvingJuXScffJandJmapsJtoJXpbbXccXJHumaneMoleculareGeneticsVJ1993VJcVJcbcjWde5.6 88

6 rssociationJofJfamilialJuuaneJanomalyJandJurogenitalJabnormalitiesJwithJaJbisatellitedJmarkerJ
derivedJfromJchromosomeJccXJAmericaneJournaleofeMedicaleGeneticseParteAVJ1993VJehVJjcfWda 53

5 sriefJreportkJautosomalJdominantJfamilialJhypoparathyroidismVJsensorineuralJdeafnessVJandJrenalJ
dysplasiaXJNeweEnglandeJournaleofeMedicineVJ1992VJdchVJbagjWhe 59.2 141

4 rJdonorJspliceJsiteJmutationJinJtheJparathyroidJhormoneJgeneJisJassociatedJwithJautosomalJ
recessiveJhypoparathyroidismXJNatureeGeneticsVJ1992VJbVJbejWfc 36.3 196

3 rssociationJofJparathyroidJtumorsJinJmultipleJendocrineJneoplasiaJtypeJbJwithJlossJofJallelesJonJ
chromosomeJbbXJNeweEnglandeJournaleofeMedicineVJ1989VJdcbVJcbiWce 59.2 280

2 wrequentJOccurrenceJofJanJzntronJeJσutationJinJσultipleJvndocrineJNeoplasiaJTypeJb 11

1 xeneticJsasisJofJRenalJStonesiieWijc
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