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j Paper IF Citations

164 sJstandardJofJcareJforJindividualsJwithJPIβeusYrelatedJdisorderslJsnJinternationalJexpertJconsensusJ
statementZJClinicalcGeneticsWJ2022WJcbcWJedYfi 4 3

163 PositiveJcorrelationJbetweenJtranscriptomicJstemnessJandJPIeβasβTamTORJsignalingJscoresJinJ
breastJcancerWJandJaJcounterintuitiveJrelationshipJwithJPIβeusJgenotypeZJPLoScGeneticsWJ2021WJciWJecbbkjih6 0

162 NOvsγaTyx˛†JsignallingJmediatesJtheJselfYsustainedJstemnessJinducedJbyJhomozygosityJinJ
pluripotentJstemJcellsZJDMMcDiseasecModelscandcMechanismsWJ2021WJ 4.1 4

161 ulinicalJspectrumJofJMTORYrelatedJhypomelanosisJofJItoJwithJneurodevelopmentalJabnormalitiesZJ
GeneticscincMedicineWJ2021WJdeWJcfjfYcfkc 8.1 2

160 OvarianJzyperandrogenismJandJResponseJtoJyonadotropinYreleasingJzormoneJsnaloguesJinJ
PrimaryJSevereJInsulinJResistanceZJJournalcofcClinicalcEndocrinologycandcMetabolismWJ2021WJcbhWJdehiYdeje5.6 4

159 IncreasedJuYPeptideJImmunoreactivityJinJInsulinJsutoimmuneJSyndromeJSzirataJviseaseTJvueJtoJ
zighJMolecularJWeightJProinsulinZJClinicalcChemistryWJ2021WJhiWJjgfYjhd 5.5 0

158 SomaticJPIβeRcJvariationJasJaJcauseJofJvascularJmalformationsJandJovergrowthZJGeneticscinc
MedicineWJ2021WJdeWJcjjdYcjjj 8.1 5

157 ulinicalJexperienceJwithJtheJsβTcJinhibitorJmiransertibJinJtwoJchildrenJwithJPIβeusYrelatedJ
overgrowthJsyndromeZJOrphanetcJournalcofcRarecDiseasesWJ2021WJchWJcbk 4.2 12

156 yenomeYWideJsssociationJStudyJofJNsxγvJUsingJwlectronicJzealthJRecordsZJHepatologyc
CommunicationsWJ2021WJ 6 3

155 IdentificationJofJrareJlossJofJfunctionJgeneticJvariationJregulatingJbodyJfatJdistributionZJJournalcofc
ClinicalcEndocrinologycandcMetabolismWJ2021WJ 5.6 1

154 zumanJpluripotentJstemJcellYbasedJmodelsJsuggestJpreadipocyteJsenescenceJasJaJpossibleJcauseJofJ
metabolicJcomplicationsJofJWernerJandJtloomJSyndromesZJScientificcReportsWJ2020WJcbWJifkb 4.9 2

153 uancerJSurveillanceJyuidelineJforJindividualsJwithJPTwNJhamartomaJtumourJsyndromeZJEuropeanc
JournalcofcHumancGeneticsWJ2020WJdjWJcejiYceke 5.3 27

152 TypeJtJinsulinJresistanceJsyndromeJassociatedJwithJconnectiveJtissueJdiseaseJandJpsoriasisZJ
EndocrinologyrcDiabetescandcMetabolismcCasecReportsWJ2020WJdbdbWJ 1.4 2

151 wNvOuRINOγOyYJINJTzwJTIMwJOxJuOVIvYcklJRemodellingJdiabetesJservicesJandJemergingJ
innovationZJEuropeancJournalcofcEndocrinologyWJ2020WJcjeWJyhiYyii 6.5 27

150 TruncationJofJPikercJcausesJsevereJinsulinJresistanceJuncoupledJfromJobesityJandJdyslipidaemiaJbyJ
increasedJenergyJexpenditureZJMolecularcMetabolismWJ2020WJfbWJcbcbdb 8.8 3

149 UnusualJylycemicJPresentationsJinJaJuhildJwithJaJNovelJzeterozygousJIntragenicJINSRJveletionZJ
HormonecResearchcincPaediatricsWJ2020WJkeWJekhYfbc 3.3 1

148 sntiYInsulinJReceptorJsntibodiesJImproveJzyperglycemiaJinJaJMouseJModelJofJzumanJInsulinJ
ReceptoropathyZJDiabetesWJ2020WJhkWJdfjcYdfjk 0.9 5
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147 tiYallelicJγossYofYxunctionJusuNsctJMutationsJinJProgressiveJwpilepsyYvyskinesiaZJAmericanc
JournalcofcHumancGeneticsWJ2019WJcbfWJkfjYkgh 11 17

146 OncogenicJpromotesJcellularJstemnessJinJanJalleleJdoseYdependentJmannerZJProceedingscofcthec
NationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaWJ2019WJcchWJjejbYjejk 11.5 31

145 γuminescentJpeptideJtaggingJenablesJefficientJscreeningJforJuRISPRYmediatedJknockYinJinJhumanJ
inducedJpluripotentJstemJcellsZJWellcomecOpencResearchWJ2019WJfWJei 4.8 2

144 γuminescentJpeptideJtaggingJenablesJefficientJscreeningJforJuRISPRYmediatedJknockYinJinJhumanJ
inducedJpluripotentJstemJcellsZJWellcomecOpencResearchWJ2019WJfWJei 4.8 2

143 γipodystrophiesJ2019WJcddcYcddi

142 sJgenomeYwideJRNsiJscreenJidentifiesJtheJSMugahJcomplexJasJaJnonYredundantJregulatorJofJaJ
TopodaYdependentJydJarrestZJNucleiccAcidscResearchWJ2019WJfiWJdkbhYdkdc 20.1 11

141 SafetyJandJefficacyJofJlowYdoseJsirolimusJinJtheJPIβeusYrelatedJovergrowthJspectrumZJGeneticscinc
MedicineWJ2019WJdcWJccjkYcckj 8.1 67

140 SevereJinsulinJresistanceJinJdisguiselJsJfamilialJcaseJofJreactiveJhypoglycemiaJassociatedJwithJaJ
novelJheterozygousJINSRJmutationZJPediatriccDiabetesWJ2018WJckWJhibYhif 3.6 6

139 sJtypeJIIIJcomplementJfactorJvJdeficiencylJStructuralJinsightsJforJinhibitionJofJtheJalternativeJ
pathwayZJJournalcofcAllergycandcClinicalcImmunologyWJ2018WJcfdWJeccYecfZeh 11.5 7

138 SecretomeJsnalysisJofJzypoxiaYInducedJeTeYγcJsdipocytesJUncoversJNovelJProteinsJPotentiallyJ
InvolvedJinJObesityZJProteomicsWJ2018WJcjWJecibbdhb 4.8 7

137 sJPharmacogeneticJspproachJtoJtheJTreatmentJofJPatientsJWithJMutationsZJDiabetesWJ2018WJhiWJcbjhYcbkd0.9 21

136 wvaluationJofJantiYinsulinJreceptorJantibodiesJasJpotentialJnovelJtherapiesJforJhumanJinsulinJ
receptoropathyJusingJcellJcultureJmodelsZJDiabetologiaWJ2018WJhcWJchhdYchig 10.3 4

135 MosaicJRsSaMsPβJvariantsJcauseJsporadicJvascularJmalformationsJwhichJrespondJtoJtargetedJ
therapyZJJournalcofcClinicalcInvestigationWJ2018WJcdjWJcfkhYcgbj 15.9 97

134 sJcaseJofJdiencephalicJsyndromeJpresentingJwithJisolatedJlipodystrophyZJClinicalcDysmorphologyWJ
2018WJdiWJcddYcdg 0.9

133 vNsJPolymeraseJwpsilonJveficiencyJuausesJIMsyeJSyndromeJwithJVariableJImmunodeficiencyZJ
AmericancJournalcofcHumancGeneticsWJ2018WJcbeWJcbejYcbff 11 39

132 sssessmentJandJManagementJofJsntiYInsulinJsutoantibodiesJinJVaryingJPresentationsJofJInsulinJ
sutoimmuneJSyndromeZJJournalcofcClinicalcEndocrinologycandcMetabolismWJ2018WJcbeWJejfgYejgg 5.6 13

131 uancerYsssociatedJPIβeusJMutationsJinJOvergrowthJvisordersZJTrendscincMolecularcMedicineWJ2018WJ
dfWJjghYjib 11.5 112

130 uombinedJImmunosuppressiveJTherapyJInducesJRemissionJinJPatientsJWithJSevereJTypeJtJInsulinJ
ResistancelJsJProspectiveJuohortJStudyZJDiabetescCareWJ2018WJfcWJdegeYdehb 14.6 13

(2018-2019)
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129 MonogenicJdiabetesJsyndromeslJγocusYspecificJdatabasesJforJslstrˆ¶mWJWolframWJandJ
ThiamineYresponsiveJmegaloblasticJanemiaZJHumancMutationWJ2017WJejWJihfYiii 4.7 30

128 ResolutionJofJzypoglycemiaJandJuardiovascularJvysfunctionJsfterJRituximabJTreatmentJofJInsulinJ
sutoimmuneJSyndromeZJDiabetescCareWJ2017WJfbWJejbYejd 14.6 9

127 IntractableJzypoglycemiaJinJtheJSettingJofJsutoimmuneJOverlapJSyndromeZJPediatricsWJ2017WJcekWJ 7.4 4

126 InsulinJResistanceJandJviabetesJsssociatedJwithJγipodystrophiesZJFrontierscincDiabetesWJ2017WJcckYcee 0.6

125 zypoinsulinaemicWJhypoketoticJhypoglycaemiaJdueJtoJmosaicJgeneticJactivationJofJPIeYkinaseZJ
EuropeancJournalcofcEndocrinologyWJ2017WJciiWJcigYcjh 6.5 24

124 SyndromesJsssociatedJwithJMutationsJinJtheJInsulinJSignallingJPathwayZJFrontierscincDiabetesWJ2017WJcbfYccj0.6 2

123 yastrointestinalJdysmotilityJandJpancreaticJinsufficiencyJinJdJsiblingsJwithJvonohueJsyndromeZJ
PediatriccDiabetesWJ2017WJcjWJjekYjfe 3.6 4

122 stypicalJneurofibromatosisJtypeJcJwithJunilateralJlimbJhypertrophyJmimickingJovergrowthJ
syndromeZJClinicalcandcExperimentalcDermatologyWJ2017WJfdWJiheYihh 1.8 0

121 RefiningJgenotypeYphenotypeJcorrelationJinJslstrˆ¶mJsyndromeJthroughJstudyJofJprimaryJhumanJ
fibroblastsZJMolecularcGeneticsciamp;cGenomiccMedicineWJ2017WJgWJekbYfbf 2.3 12

120 RouxYenYYJyastricJtypassJSurgeryJinJtheJManagementJofJxamilialJPartialJγipodystrophyJTypeJcZJ
JournalcofcClinicalcEndocrinologycandcMetabolismWJ2017WJcbdWJehchYehdb 5.6 8

119 TheJmetabolicJsyndromeYJassociatedJsmallJyJproteinJsRγcgJplaysJaJroleJinJadipocyteJdifferentiationJ
andJadiponectinJsecretionZJScientificcReportsWJ2017WJiWJcigke 4.9 14

118 OncogenicJPIβeusJinducesJcentrosomeJamplificationJandJtoleranceJtoJgenomeJdoublingZJNaturec
CommunicationsWJ2017WJjWJciie 17.4 38

117 VpsefJPIJeYkinaseJinactivationJenhancesJinsulinJsensitivityJthroughJreprogrammingJofJmitochondrialJ
metabolismZJNaturecCommunicationsWJ2017WJjWJcjbf 17.4 37

116 uaenorhabditisJelegansJvsxYdJasJaJModelJforJzumanJInsulinJReceptoropathiesZJGy:cGenesrcGenomesrc
GeneticsWJ2017WJiWJdgiYdhj 3.2 5

115 uonstitutiveJsctivationJofJsβTdJinJzumansJγeadsJtoJzypoglycemiaJWithoutJxattyJγiverJorJMetabolicJ
vyslipidemiaZJJournalcofcClinicalcEndocrinologycandcMetabolismWJ2017WJcbdWJdkcfYdkdc 5.6 10

114 sβRcueYMediatedJsdiposeJsndrogenJyenerationJvrivesJγipotoxicityJinJWomenJWithJPolycysticJ
OvaryJSyndromeZJJournalcofcClinicalcEndocrinologycandcMetabolismWJ2017WJcbdWJeediYeeek 5.6 87

113 IntegrativeJgenomicJanalysisJimplicatesJlimitedJperipheralJadiposeJstorageJcapacityJinJtheJ
pathogenesisJofJhumanJinsulinJresistanceZJNaturecGeneticsWJ2017WJfkWJciYdh 36.3 312

112 viagnosisJofJinsulinJautoimmuneJsyndromeJusingJpolyethyleneJglycolJprecipitationJandJgelJ
filtrationJchromatographyJwithJexJvivoJinsulinJexchangeZJClinicalcEndocrinologyWJ2017WJjhWJefiYege 3.4 16
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111 wvaluationJofJhumanJdermalJfibroblastsJdirectlyJreprogrammedJtoJadipocyteYlikeJcellsJasJaJ
metabolicJdiseaseJmodelZJDMMcDiseasecModelscandcMechanismsWJ2017WJcbWJcfccYcfdb 4.1 11

110 zumanJbiallelicJMxNdJmutationsJinduceJmitochondrialJdysfunctionWJupperJbodyJadiposeJ
hyperplasiaWJandJsuppressionJofJleptinJexpressionZJELifeWJ2017WJhWJ 8.9 42

109 TypeJtJInsulinJResistanceJMasqueradingJasJOvarianJzyperthecosisZJJournalcofcClinicalcEndocrinologyc
andcMetabolismWJ2017WJcbdWJcijkYcikc 5.6 13

108 scuteJknockdownJofJtheJinsulinJreceptorJorJitsJsubstratesJIrscJandJdJinJeTeYγcJadipocytesJ
suppressesJadiponectinJproductionZJScientificcReportsWJ2016WJhWJdccbg 4.9 8

107 SomaticJactivatingJmutationsJinJPikecaJcauseJsporadicJvenousJmalformationsJinJmiceJandJhumansZJ
SciencecTranslationalcMedicineWJ2016WJjWJeedrafe 17.5 92

106 wöwJPRIZwJdbcglJzowJdoesJinsulinJresistanceJariseWJandJhowJdoesJitJcauseJdiseaseqJzumanJgeneticJ
lessonsZJEuropeancJournalcofcEndocrinologyWJ2016WJcifWJRdbkYde 6.5 33

105 SomaticJmosaicismJofJtheJPIβeusJgeneJidentifiedJinJaJzungarianJgirlJwithJmacrodactylyJandJ
syndactylyZJEuropeancJournalcofcMedicalcGeneticsWJ2016WJgkWJddeYh 2.6 11

104 InsulinJresistanceJuncoupledJfromJdyslipidemiaJdueJtoJuYterminalJPIβeRcJmutationsZJJCIcInsightWJ
2016WJcWJejjihh 9.9 30

103 SyndromesJofJSevereJInsulinJResistanceJandaorJγipodystrophyJ2016WJebiYedf 4

102 zowJUsefulJsreJMonogenicJRodentJModelsJforJtheJStudyJofJzumanJNonYslcoholicJxattyJγiverJ
viseaseqZJFrontierscincEndocrinologyWJ2016WJiWJcfg 5.7 11

101 NephroblastomatosisJorJWilmsJtumorJinJaJfourthJpatientJwithJaJsomaticJPIβeusJmutationZJAmericanc
JournalcofcMedicalcGeneticsrcPartcAWJ2016WJcibWJdggkYhk 2.5 41

100 sdvancedJnonYalcoholicJfattyJliverJdiseaseJandJadiposeJtissueJfibrosisJinJpatientsJwithJslstrˆ¶mJ
syndromeZJLivercInternationalWJ2016WJehWJcibfYcicd 7.9 20

99 SuccessfulJrhIyxcJtreatmentJforJoverJgJyearsJinJaJpatientJwithJsevereJinsulinJresistanceJdueJtoJ
homozygousJinsulinJreceptorJmutationZJDiabeticcMedicineWJ2016WJeeWJejYecd 3.5 9

98 PIβeusYrelatedJovergrowthJspectrumJSPROSTlJdiagnosticJandJtestingJeligibilityJcriteriaWJdifferentialJ
diagnosisWJandJevaluationZJAmericancJournalcofcMedicalcGeneticsrcPartcAWJ2015WJchisWJdjiYkg 2.5 275

97 PhosphoinositideJeYkinaseYrelatedJovergrowthlJcellularJphenotypeJandJfutureJtherapeuticJoptionsZJ
LancetrcTheWJ2015WJejgJSupplJcWJSii 40 15

96 SuccessfulJtreatmentJofJtypeJtJinsulinJresistanceJwithJrituximabZJJournalcofcClinicalcEndocrinologyc
andcMetabolismWJ2015WJcbbWJcickYdd 5.6 22

95 NovelJmutationJinJinsulinJreceptorJgeneJidentifiedJafterJmuscleJbiopsyJinJaJNiueanJwomanJwithJ
severeJinsulinJresistanceZJDiabeticcMedicineWJ2015WJedWJedfYj 3.5 2

94 TheJUβcbβJprojectJidentifiesJrareJvariantsJinJhealthJandJdiseaseZJNatureWJ2015WJgdhWJjdYkb 50.4 776

(2015-2017)
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93 TruncationJofJPOucsJassociatedJwithJshortJstatureJandJextremeJinsulinJresistanceZJJournalcofc
MolecularcEndocrinologyWJ2015WJggWJcfiYgj 4.5 16

92 yrowthJandJhormoneJprofilingJinJchildrenJwithJcongenitalJmelanocyticJnaeviZJBritishcJournalcofc
DermatologyWJ2015WJcieWJcficYj 4 20

91 MechanisticJinsightsJrevealedJbyJlipidJprofilingJinJmonogenicJinsulinJresistanceJsyndromesZJGenomec
MedicineWJ2015WJiWJhe 14.4 21

90 wvidenceJofJaJuausalJsssociationJtetweenJInsulinemiaJandJwndometrialJuancerlJsJMendelianJ
RandomizationJsnalysisZJJournalcofcthecNationalcCancercInstituteWJ2015WJcbiWJ 9.7 96

89 WholeYgenomeJsequenceYbasedJanalysisJofJthyroidJfunctionZJNaturecCommunicationsWJ2015WJhWJghjc 17.4 56

88 InsulinJReceptorJandJtheJβidneylJNephrocalcinosisJinJPatientsJwithJRecessiveJINSRJMutationsZJ
NephroncPhysiologyWJ2014WJcdjWJggYhc 13

87 ulinicalJdelineationJandJnaturalJhistoryJofJtheJPIβeusYrelatedJovergrowthJspectrumZJAmericanc
JournalcofcMedicalcGeneticsrcPartcAWJ2014WJchfsWJciceYee 2.5 198

86 ManagingJclinicallyJsignificantJfindingsJinJresearchlJtheJUβcbβJexampleZJEuropeancJournalcofcHumanc
GeneticsWJ2014WJddWJccbbYf 5.3 33

85 uommonJgeneticJvariantsJhighlightJtheJroleJofJinsulinJresistanceJandJbodyJfatJdistributionJinJtypeJdJ
diabetesWJindependentJofJobesityZJDiabetesWJ2014WJheWJfeijYfeji 0.9 127

84
MutationsJdisruptingJtheJβennedyJphosphatidylcholineJpathwayJinJhumansJwithJcongenitalJ
lipodystrophyJandJfattyJliverJdiseaseZJProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedc
StatescofcAmericaWJ2014WJcccWJjkbcYh

11.5 88

83 MonoallelicJandJbiallelicJmutationsJinJMstdcγdJcauseJaJspectrumJofJmajorJeyeJmalformationsZJ
AmericancJournalcofcHumancGeneticsWJ2014WJkfWJkcgYde 11 64

82 uontinuousJsubcutaneousJIyxYcJtherapyJviaJinsulinJpumpJinJaJpatientJwithJvonohueJsyndromeZJ
JournalcofcPediatriccEndocrinologycandcMetabolismWJ2014WJdiWJcdeiYfc 1.6 14

81 WholeYwxomeJSequencingJofJPatientsJwithJSevereJvisordersJofJInsulinJsctionZJFrontierscincDiabetesWJ
2014WJjiYcbc 0.6

80 yeneticJevidenceJforJaJnormalYweightJLmetabolicallyJobeseLJphenotypeJlinkingJinsulinJresistanceWJ
hypertensionWJcoronaryJarteryJdiseaseWJandJtypeJdJdiabetesZJDiabetesWJ2014WJheWJfehkYii 0.9 131

79 xamilialJadultJonsetJhyperinsulinismJdueJtoJanJactivatingJglucokinaseJmutationlJimplicationsJforJ
pharmacologicalJglucokinaseJactivationZJClinicalcEndocrinologyWJ2014WJjcWJjggYhc 3.4 15

78 zypomorphismJinJhumanJNSMuwdJlinkedJtoJprimordialJdwarfismJandJinsulinJresistanceZJJournalcofc
ClinicalcInvestigationWJ2014WJcdfWJfbdjYej 15.9 63

77 zJsyndromeJwithJaJnovelJhomozygousJRcefuJmutationJinJSγudkseJgeneZJInternationalcJournalcofc
DermatologyWJ2013WJgdWJjdbYe 1.7 9

76 yeneticJvisordersJofJInsulinJsctionlJxarJMoreJthanJviabetesZJCurrentcObesitycReportsWJ2013WJdWJdkeYebb 8.4 1
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75 RabsonYMendenhallJsyndromeJwithJrecurrentJcerebralJinfarctsJcausedJbyJaJnovelJINSRJmutationZJ
InternationalcJournalcofcDermatologyWJ2013WJgdWJcjdYg 1.7 7

74 snJinYframeJdeletionJatJtheJpolymeraseJactiveJsiteJofJPOγvcJcausesJaJmultisystemJdisorderJwithJ
lipodystrophyZJNaturecGeneticsWJ2013WJfgWJkfiYgb 36.3 120

73 yeneticsJinJendocrinologylJgeneticJformsJofJsevereJinsulinJresistancelJwhatJendocrinologistsJshouldJ
knowZJEuropeancJournalcofcEndocrinologyWJ2013WJchkWJRicYjb 6.5 31

72 MendelianJrandomizationJstudiesJdoJnotJsupportJaJcausalJroleJforJreducedJcirculatingJadiponectinJ
levelsJinJinsulinJresistanceJandJtypeJdJdiabetesZJDiabetesWJ2013WJhdWJegjkYkj 0.9 95

71 SevereJinsulinJresistanceJandJhypertriglyceridemiaJafterJchildhoodJtotalJbodyJirradiationZJEndocrinec
PracticeWJ2013WJckWJgcYj 3.2 22

70 sdiponectinJandJleptinJinJhumanJsevereJinsulinJresistanceJYJdiagnosticJutilityJandJbiologicalJinsightsZJ
BiochimieWJ2012WJkfWJdcidYk 4.6 16

69 MetabolicJinsightsJfromJextremeJhumanJinsulinJresistanceJphenotypesZJBestcPracticecandcResearchc
incClinicalcEndocrinologycandcMetabolismWJ2012WJdhWJcfgYgi 6.5 20

68 NovelJlociJforJadiponectinJlevelsJandJtheirJinfluenceJonJtypeJdJdiabetesJandJmetabolicJtraitslJaJ
multiYethnicJmetaYanalysisJofJfgWjkcJindividualsZJPLoScGeneticsWJ2012WJjWJecbbdhbi 6 326

67 MosaicJovergrowthJwithJfibroadiposeJhyperplasiaJisJcausedJbyJsomaticJactivatingJmutationsJinJ
PIβeusZJNaturecGeneticsWJ2012WJffWJkdjYee 36.3 221

66 LvonohueJsyndromeLZJJournalcofcClinicalcEndocrinologycandcMetabolismWJ2012WJkiWJcfchYi 5.6 12

65 sJnovelJmutationJofJtheJinsulinJreceptorJgeneJinJaJpretermJinfantJwithJvonohueJsyndromeJandJ
heartJfailureZJJournalcofcPediatriccEndocrinologycandcMetabolismWJ2012WJdgWJeheYh 1.6 15

64 yeneticJvariationJnearJIRScJassociatesJwithJreducedJadiposityJandJanJimpairedJmetabolicJprofileZJ
NaturecGeneticsWJ2011WJfeWJigeYhb 36.3 237

63 NextJgenerationJsequencingYYimplicationsJforJclinicalJpracticeZJBritishcMedicalcBulletinWJ2011WJkkWJgeYic 5.4 45

62 PerilipinJdeficiencyJandJautosomalJdominantJpartialJlipodystrophyZJNewcEnglandcJournalcofcMedicine
WJ2011WJehfWJifbYj 59.2 201

61 NeurokininJtJsignallingJinJtheJhumanJreproductiveJaxisZJMolecularcandcCellularcEndocrinologyWJ2011WJ
efhWJgiYhf 4.4 30

60 warlyJviagnosisJofJWernerRsJSyndromeJUsingJwxomeYWideJSequencingJinJaJSingleWJstypicalJPatientZJ
FrontierscincEndocrinologyWJ2011WJdWJj 5.7 8

59 MechanisticJinsightsJintoJinsulinJresistanceJinJtheJgeneticJeraZJDiabeticcMedicineWJ2011WJdjWJcfihYjh 3.5 35

58 xounderJeffectJinJtheJzornJofJsfricaJforJanJinsulinJreceptorJmutationJthatJmayJimpairJreceptorJ
recyclingZJDiabetologiaWJ2011WJgfWJcbgiYhg 10.3 8

(2011-2013)
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57 yeneticJsyndromesJofJsevereJinsulinJresistanceZJEndocrinecReviewsWJ2011WJedWJfkjYgcf 27.2 212

56 yeneticJdefectsJinJhumanJpericentrinJareJassociatedJwithJsevereJinsulinJresistanceJandJdiabetesZJ
DiabetesWJ2011WJhbWJkdgYeg 0.9 44

55 snJactivatingJmutationJofJsβTdJandJhumanJhypoglycemiaZJScienceWJ2011WJeefWJfif 33.3 129

54 MitochondrialJdysfunctionJinJpatientsJwithJprimaryJcongenitalJinsulinJresistanceZJJournalcofcClinicalc
InvestigationWJ2011WJcdcWJdfgiYhc 15.9 78

53 TheJeffectsJofJneurokininJtJuponJgonadotrophinJreleaseJinJmaleJrodentsZJJournalcofc
NeuroendocrinologyWJ2010WJddWJcjcYi 3.8 54

52 TheJrecentJgeneticsJofJhypogonadotrophicJhypogonadismJYJnovelJinsightsJandJnewJquestionsZJ
ClinicalcEndocrinologyWJ2010WJidWJfdiYeg 3.4 85

51 WhatJisJtheJbestJmanagementJstrategyJforJpatientsJwithJsevereJinsulinJresistanceqZJClinicalc
EndocrinologyWJ2010WJieWJdjhYkb 3.4 34

50
βnockdownJofJtheJslstrˆ¶mJsyndromeYassociatedJgeneJslmscJinJeTeYγcJpreadipocytesJimpairsJ
adipogenesisJbutJhasJnoJeffectJonJcellYautonomousJinsulinJactionZJInternationalcJournalcofcObesityWJ
2010WJefWJcggfYj

5.5 21

49 MutationsJinJtheJselenocysteineJinsertionJsequenceYbindingJproteinJdJgeneJleadJtoJaJmultisystemJ
selenoproteinJdeficiencyJdisorderJinJhumansZJJournalcofcClinicalcInvestigationWJ2010WJcdbWJfddbYeg 15.9 229

48 NeurokininJtJandJitsJreceptorJinJhypogonadotropicJhypogonadismZJFrontierscofcHormonecResearchWJ
2010WJekWJceeYcfc 3.5 3

47 TreatmentJofJtypeJtJinsulinJresistancelJaJnovelJapproachJtoJreduceJinsulinJreceptorJautoantibodiesZJ
JournalcofcClinicalcEndocrinologycandcMetabolismWJ2010WJkgWJehfcYi 5.6 63

46
TreatmentJwithJrecombinantJhumanJinsulinYlikeJgrowthJfactorJSrhIyxTYIarhIyxJbindingJproteinYeJ
complexJimprovesJmetabolicJcontrolJinJsubjectsJwithJsevereJinsulinJresistanceZJJournalcofcClinicalc
EndocrinologycandcMetabolismWJ2010WJkgWJdcceYdd

5.6 43

45 zypoadiponectinemiaYYcauseJorJconsequenceJofJhumanJLinsulinJresistanceLqZJJournalcofcClinicalc
EndocrinologycandcMetabolismWJ2010WJkgWJcgffYgf 5.6 92

44 SyndromesJofJSevereJInsulinJResistanceJandaorJγipodystrophyJ2010WJekYgd 6

43
γossJofJNPucJfunctionJinJaJpatientJwithJaJcoYinheritedJnovelJinsulinJreceptorJmutationJdoesJnotJ
grosslyJmodifyJtheJseverityJofJtheJassociatedJinsulinJresistanceZJJournalcofcInheritedcMetabolicc
DiseaseWJ2010WJeeJSupplJeWJSddiYed

5.4 1

42 RecentJinsightsJintoJfattyJliverWJmetabolicJdyslipidaemiaJandJtheirJlinksJtoJinsulinJresistanceZJCurrentc
OpinioncincLipidologyWJ2010WJdcWJedkYeh 4.4 75

41 snalysisJofJTtucvfJinJpatientsJwithJsevereJinsulinJresistanceZJDiabetologiaWJ2010WJgeWJcdekYfd 10.3 10

40 ModelingJinheritedJmetabolicJdisordersJofJtheJliverJusingJhumanJinducedJpluripotentJstemJcellsZJ
JournalcofcClinicalcInvestigationWJ2010WJcdbWJecdiYeh 15.9 457
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39 zypogonadotropicJhypogonadismJdueJtoJaJnovelJmissenseJmutationJinJtheJfirstJextracellularJloopJ
ofJtheJneurokininJtJreceptorZJJournalcofcClinicalcEndocrinologycandcMetabolismWJ2009WJkfWJeheeYehek 5.6 110

38 uomplementJabnormalitiesJinJacquiredJlipodystrophyJrevisitedZJJournalcofcClinicalcEndocrinologycandc
MetabolismWJ2009WJkfWJcbYh 5.6 64

37 sutoimmuneJformsJofJhypoglycemiaZJMedicinecmUnitedcStatesnWJ2009WJjjWJcfcYcge 1.8 122

36 sJgenomeYwideJassociationJstudyJrevealsJvariantsJinJsRγcgJthatJinfluenceJadiponectinJlevelsZJPLoSc
GeneticsWJ2009WJgWJecbbbihj 6 129

35
sJtruncationJmutationJinJTtucvfJinJaJfamilyJwithJacanthosisJnigricansJandJpostprandialJ
hyperinsulinemiaZJProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaWJ
2009WJcbhWJkegbYg

11.5 73

34 PartialJlipodystrophyJandJinsulinJresistantJdiabetesJinJaJpatientJwithJaJhomozygousJnonsenseJ
mutationJinJuIvwuZJEMBOcMolecularcMedicineWJ2009WJcWJdjbYi 12 195

33 IRSdJvariantsJandJsyndromesJofJsevereJinsulinJresistanceZJDiabetologiaWJ2009WJgdWJcdbjYcc 10.3 6

32 xromJbendingJvNsJtoJdiabeteslJtheJcuriousJcaseJofJzMyscZJJournalcofcBiologyWJ2009WJjWJhf 10

31 TsueJandJTsuReJmutationsJinJfamilialJhypogonadotropicJhypogonadismJrevealJaJkeyJroleJforJ
NeurokininJtJinJtheJcentralJcontrolJofJreproductionZJNaturecGeneticsWJ2009WJfcWJegfYegj 36.3 685

30 SevereJinsulinJresistanceJdueJtoJantiYinsulinJantibodieslJresponseJtoJplasmaJexchangeJandJ
immunosuppressiveJtherapyZJDiabeticcMedicineWJ2009WJdhWJikYjd 3.5 32

29 PostreceptorJinsulinJresistanceJcontributesJtoJhumanJdyslipidemiaJandJhepaticJsteatosisZJJournalcofc
ClinicalcInvestigationWJ2009WJcckWJecgYdd 15.9 210

28 SexJhormoneYbindingJglobulinJandJriskJofJtypeJdJdiabetesZJNewcEnglandcJournalcofcMedicineWJ2009WJ
ehcWJdhiimJauthorJreplyJdhiiYj 59.2 3

27 MonogenicJpolycysticJovaryJsyndromeJdueJtoJaJmutationJinJtheJlaminJsauJgeneJisJsensitiveJtoJ
thiazolidinedionesJbutJnotJtoJmetforminZJEuropeancJournalcofcEndocrinologyWJ2008WJcgkWJefiYge 6.5 35

26 wvaluatingJtheJroleJofJγPINcJvariationJinJinsulinJresistanceWJbodyJweightWJandJhumanJlipodystrophyJ
inJUZβZJPopulationsZJDiabetesWJ2008WJgiWJdgdiYee 0.9 40

25 TheJhumanJlipodystrophyJgeneJtSuγdaseipinJmayJbeJessentialJforJnormalJadipocyteJdifferentiationZJ
DiabetesWJ2008WJgiWJdbggYhb 0.9 161

24 MutationsJinJtheJpericentrinJSPuNTTJgeneJcauseJprimordialJdwarfismZJScienceWJ2008WJeckWJjchYk 33.3 325

23 PlasmaJadiponectinJasJaJmarkerJofJinsulinJreceptorJdysfunctionlJclinicalJutilityJinJsevereJinsulinJ
resistanceZJDiabetescCareWJ2008WJecWJkiiYk 14.6 75

22 sssociationJofJaJhomozygousJnonsenseJcaveolinYcJmutationJwithJterardinelliYSeipJcongenitalJ
lipodystrophyZJJournalcofcClinicalcEndocrinologycandcMetabolismWJ2008WJkeWJccdkYef 5.6 302
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21 sdiponectinJreceptorJgeneslJmutationJscreeningJinJsyndromesJofJinsulinJresistanceJandJassociationJ
studiesJforJtypeJdJdiabetesJandJmetabolicJtraitsJinJUβJpopulationsZJDiabetologiaWJ2007WJgbWJgggYhd 10.3 26

20 IyxYIJtreatmentJofJinsulinJresistanceZJEuropeancJournalcofcEndocrinologyWJ2007WJcgiJSupplJcWJSgcYh 6.5 64

19 snalysisJofJgeneticJvariationJinJsktdaPβtYbetaJinJsevereJinsulinJresistanceWJlipodystrophyWJtypeJdJ
diabetesWJandJrelatedJmetabolicJphenotypesZJDiabetesWJ2007WJghWJicfYk 0.9 50

18 SevereJhypoinsulinaemicJhypoglycaemiaJinJaJprematureJinfantJassociatedJwithJpoorJweightJgainJ
andJreducedJadiposeJtissueZJHormonecResearchcincPaediatricsWJ2007WJhjWJkcYj 3.3 1

17 ParadoxicalJelevationJofJhighYmolecularJweightJadiponectinJinJacquiredJextremeJinsulinJresistanceJ
dueJtoJinsulinJreceptorJantibodiesZJDiabetesWJ2007WJghWJcicdYi 0.9 82

16 sJclinicalJapproachJtoJsevereJinsulinJresistanceZJEndocrinecDevelopmentWJ2007WJccWJcddYced 22

15 SerotoninJduJreceptorJagonistsJimproveJtypeJdJdiabetesJviaJmelanocortinYfJreceptorJsignalingJ
pathwaysZJCellcMetabolismWJ2007WJhWJekjYfbg 24.6 170

14 xunctionalJcharacterizationJofJaJnovelJinsulinJreceptorJmutationJcontributingJtoJ
RabsonYMendenhallJsyndromeZJClinicalcEndocrinologyWJ2007WJhhWJdcYh 3.4 9

13 wlevatedJplasmaJadiponectinJinJhumansJwithJgeneticallyJdefectiveJinsulinJreceptorsZJJournalcofc
ClinicalcEndocrinologycandcMetabolismWJ2006WJkcWJedckYde 5.6 117

12 NonYvNsJbindingWJdominantYnegativeWJhumanJPPsRgammaJmutationsJcauseJlipodystrophicJinsulinJ
resistanceZJCellcMetabolismWJ2006WJfWJebeYcc 24.6 143

11 PPsRJgammaJandJhumanJmetabolicJdiseaseZJJournalcofcClinicalcInvestigationWJ2006WJcchWJgjcYk 15.9 612

10 snJwvidenceYtasedJspproachJtoJTypeJdJviabetesJ2006WJebeYedc

9 PPsR˛‡JandJylucoseJzomeostasisJ2005WJdeiYdhi

8 TwoJnovelJmissenseJmutationsJinJgJproteinYcoupledJreceptorJgfJinJaJpatientJwithJhypogonadotropicJ
hypogonadismZJJournalcofcClinicalcEndocrinologycandcMetabolismWJ2005WJkbWJcjfkYgg 5.6 236

7 SevereJhypoYalphaYlipoproteinemiaJduringJtreatmentJwithJrosiglitazoneZJDiabetescCareWJ2004WJdiWJdgiiYjb14.6 24

6 wTOaMTyjJisJanJinhibitorJofJuawtPbetaJactivityJandJaJregulatorJofJearlyJadipogenesisZJMolecularcandc
CellularcBiologyWJ2004WJdfWJkjheYid 4.8 68

5 wxpressionJofJtheJthermogenicJnuclearJhormoneJreceptorJcoactivatorJPyuYcalphaJisJreducedJinJtheJ
adiposeJtissueJofJmorbidlyJobeseJsubjectsZJInternationalcJournalcofcObesityWJ2004WJdjWJcihYk 5.5 152

4 γuminescentJpeptideJtaggingJenablesJefficientJscreeningJforJuRISPRYmediatedJknockYinJinJhumanJ
inducedJpluripotentJstemJcellsZJWellcomecOpencResearchWfWJei 4.8 1

RobertuKuSemple

10



3 OncogenicJPIβeusJpromotesJcellularJstemnessJinJanJalleleJdoseYdependentJmanner 1

2 TranscriptomicallyYinferredJPIeβJactivityJandJstemnessJshowJaJcounterintuitiveJcorrelationJwithJ
PIβeusJgenotypeJinJbreastJcancer 2

1 NOvsγaTyx˛†JsignallingJmediatesJtheJselfYsustainedJstemnessJinducedJbyJPIβeuszcbfiRJ
homozygosityJinJpluripotentJstemJcells 2
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