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j Paper IF Citations

181 sentralJobesityJisJselectivelyJassociatedJwithJcerebralJgrayJmatterJatrophyJinJaeVfcdJsubjectsJinJtheJ
U JriobankXXJInternationaleJournaleofeObesityVJ2022VJ 5.5 1

180 βonogenicJObesityJSyndromesJProvideJynsightsJyntoJtheJxypothalamicJRegulationJofJqppetiteJandJ
qssociatedJrehaviorsXXJBiologicalePsychiatryVJ2022VJ 7.9 3

179 VisualizationJofJsympatheticJneuralJinnervationJinJhumanJwhiteJadiposeJtissueXXJOpeneBiologyVJ2022VJ
abVJbaZcde 7 0

178 wenesJandJObesityJ2022VJdgWeg

177 TheJweneJsurationJsoalitionjJqJglobalJeffortJtoJharmonizeJgeneWdiseaseJevidenceJresourcesXXJ
GeneticseineMedicineVJ2022VJ 8.1 4

176 PredictingJnovelJcandidateJhumanJobesityJgenesJandJtheirJsiteJofJactionJbyJsystematicJfunctionalJ
screeningJinJtrosophilaXJPLoSeBiologyVJ2021VJaiVJecZZabee 9.7 0

175 ObesityJdueJtoJmelanocortinJdJreceptorJRβsdRSJdeficiencyJisJassociatedJwithJdelayedJgastricJ
emptyingXJClinicaleEndocrinologyVJ2021VJ 3.4 1

174 tetectingJcrypticJclinicallyJrelevantJstructuralJvariationJinJexomeWsequencingJdataJincreasesJ
diagnosticJyieldJforJdevelopmentalJdisordersXJAmericaneJournaleofeHumaneGeneticsVJ2021VJaZhVJbahfWbaid11 0

173 ObesityWqssociatedJβutationsJandJtheJβelanocortinJPathwayXJNeweEnglandeJournaleofeMedicineVJ
2021VJcheVJaehaWaeib 59.2 2

172 TqO aJisJassociatedJwithJneurodevelopmentalJdisorderJandJessentialJforJneuronalJmaturationJandJ
corticalJdevelopmentXJHumaneMutationVJ2021VJdbVJddeWdei 4.7 4

171 xumanJβsdRJvariantsJaffectJendocytosisVJtraffickingJandJdimerizationJrevealingJmultipleJcellularJ
mechanismsJinvolvedJinJweightJregulationXJCelleReportsVJ2021VJcdVJaZhhfb 10.6 12

170 ReplyJtoJUnreliabilityJofJgenotypingJarraysJforJdetectingJveryJrareJvariantsJinJhumanJgeneticJ
studiesjJuxampleJfromJaJrecentJstudyJofJβsdRXJCellVJ2021VJahdVJafebWafec 56.2 1

169 PuttingJaJbrakeJonJhungerXJScienceVJ2021VJcgbVJgibWgic 33.3

168 sornelia´ deJαangeJsyndromeWassociatedJmutationsJcauseJaJtNqJdamageJsignallingJandJrepairJ
defectXJNatureeCommunicationsVJ2021VJabVJcabg 17.4 6

167 NeuralJcorrelatesJofJfatJpreferenceJinJfrontotemporalJdementiajJtranslatingJinsightsJfromJtheJ
obesityJliteratureXJAnnalseofeClinicaleandeTranslationaleNeurologyVJ2021VJhVJacahWacbi 5.3 1

166 uvaluatingJvariantsJclassifiedJasJpathogenicJinJslinVarJinJtheJtttJStudyXJGeneticseineMedicineVJ2021VJ
bcVJegaWege 8.1 6

165 βonogenicJhumanJobesityJsyndromesXJHandbookeofeClinicaleNeurologyeveEditedeByePeJeVinkeneandeGe
WeBruynVJ2021VJahaVJcZaWcaZ 3 1
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164 βutationalJbiasJinJspermatogoniaJimpactsJtheJanatomyJofJregulatoryJsitesJinJtheJhumanJgenomeXJ
GenomeeResearchVJ2021VJcaVJaiidWbZZg 9.7 2

163 ydentificationJandJfunctionalJmodellingJofJplausiblyJcausativeJcisWregulatoryJvariantsJinJaJ
highlyWselectedJcohortJwithJXWlinkedJintellectualJdisabilityXJPLoSeONEVJ2021VJafVJeZbefaha 3.7

162 βurineJneuronatinJdeficiencyJisJassociatedJwithJaJhypervariableJfoodJintakeJandJbimodalJobesityXJ
ScientificeReportsVJ2021VJaaVJagega 4.9 1

161 TheJcontributionJofJXWlinkedJcodingJvariationJtoJsevereJdevelopmentalJdisordersXJNaturee
CommunicationsVJ2021VJabVJfbg 17.4 5

160  βTbrWrelatedJdisordersjJexpansionJofJtheJphenotypicJspectrumJandJlongWtermJefficacyJofJdeepJ
brainJstimulationXJBrainVJ2020VJadcVJcbdbWcbfa 11.2 19

159 wenomicallyJqidedJtiagnosisJofJSevereJtevelopmentalJtisordersXJAnnualeRevieweofeGenomicseande
HumaneGeneticsVJ2020VJbaVJcbgWcdi 9.7 0

158 αeptinWβediatedJshangesJinJtheJxumanJβetabolomeXJJournaleofeClinicaleEndocrinologyeande
MetabolismVJ2020VJaZeVJ 5.6 9

157 uxomeJSequencingJydentifiesJwenesJandJweneJSetsJsontributingJtoJSevereJshildhoodJObesityVJ
αinkingJPxyPJVariantsJtoJRepressedJPOβsJTranscriptionXJCelleMetabolismVJ2020VJcaVJaaZgWaaaiXeab 24.6 16

156 xumanJrtNvYTrkrJvariantsJimpairJhippocampalJsynaptogenesisJandJassociateJwithJ
neurobehaviouralJabnormalitiesXJScientificeReportsVJ2020VJaZVJiZbh 4.9 11

155 telineationJofJphenotypesJandJgenotypesJrelatedJtoJcohesinJstructuralJproteinJRqtbaXJHumane
GeneticsVJ2020VJaciVJegeWeib 6.3 11

154 wqTqtbrWassociatedJneurodevelopmentalJdisorderJRwqNtSjJclinicalJandJmolecularJinsightsJintoJaJ
NuRtWrelatedJdisorderXJGeneticseineMedicineVJ2020VJbbVJhghWhhh 8.1 9

153 RecurrentJheterozygousJPqXfJmissenseJvariantsJcauseJsevereJbilateralJmicrophthalmiaJviaJ
predictableJeffectsJonJtNqWproteinJinteractionXJGeneticseineMedicineVJ2020VJbbVJeihWfZi 8.1 19

152 uvidenceJforJbhJgeneticJdisordersJdiscoveredJbyJcombiningJhealthcareJandJresearchJdataXJNatureVJ
2020VJehfVJgegWgfb 50.4 103

151
ufficacyJandJsafetyJofJsetmelanotideVJanJβsdRJagonistVJinJindividualsJwithJsevereJobesityJdueJtoJ
αuPRJorJPOβsJdeficiencyjJsingleWarmVJopenWlabelVJmulticentreVJphaseJcJtrialsXJLanceteDiabeteseande
EndocrinologystheVJ2020VJhVJifZWigZ

18.1 76

150 TrappciJdeficiencyJcausesJparentWofWoriginJdependentJmicrocephalyJandJobesityXJPLoSeGeneticsVJ
2020VJafVJeaZZhiaf 6 7

149 xypothalamicJReproductiveJundocrineJPulseJweneratorJqctivityJyndependentJofJNeurokininJrJandJ
tynorphinJSignalingXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2019VJaZdVJdcZdWdcah 5.6 17

148 weneticJarchitectureJofJhumanJthinnessJcomparedJtoJsevereJobesityXJPLoSeGeneticsVJ2019VJaeVJeaZZgfZc 6 51

147 unablingJwlobalJslinicalJsollaborationsJonJydentifiableJPatientJtatajJTheJβinervaJynitiativeXJFrontierse
ineGeneticsVJ2019VJaZVJfaa 4.5 7

(2019-2021)

3



146 uxomeWwideJassessmentJofJtheJfunctionalJimpactJandJpathogenicityJofJmultinucleotideJmutationsXJ
GenomeeResearchVJ2019VJbiVJaZdgWaZef 9.7 18

145 vlexibleJandJscalableJdiagnosticJfilteringJofJgenomicJvariantsJusingJwbPJwithJunsemblJVuPXJNaturee
CommunicationsVJ2019VJaZVJbcgc 17.4 22

144 xumanJwainWofWvunctionJβsdRJVariantsJShowJSignalingJriasJandJProtectJagainstJObesityXJCellVJ2019
VJaggVJeigWfZgXei 56.2 113

143 polyadenylationJsignalJvariantsJcauseJsyndromicJmicrophthalmiaXJJournaleofeMedicaleGeneticsVJ2019VJ
efVJdddWdeb 5.8 15

142 yTPaseJdeficiencyJcausesJaJβartsolfWlikeJsyndromeJwithJaJlethalJinfantileJdilatedJcardiomyopathyXJ
PLoSeGeneticsVJ2019VJaeVJeaZZgfZe 6 10

141 SteroidJreceptorJcoactivatorWaJmodulatesJtheJfunctionJofJPomcJneuronsJandJenergyJhomeostasisXJ
NatureeCommunicationsVJ2019VJaZVJagah 17.4 20

140 vindingJtiagnosticallyJUsefulJPatternsJinJQuantitativeJPhenotypicJtataXJAmericaneJournaleofeHumane
GeneticsVJ2019VJaZeVJiccWidf 11 4

139 sontributionJofJretrotranspositionJtoJdevelopmentalJdisordersXJNatureeCommunicationsVJ2019VJaZVJdfcZ 17.4 25

138 weneticJObesityJSyndromesJ2019VJgbiWgcf 0

137 NeuralJnetworksJassociatedJwithJbodyJcompositionJinJfrontotemporalJdementiaXJAnnalseofeClinicale
andeTranslationaleNeurologyVJ2019VJfVJagZgWagag 5.3 7

136 srucialJRoleJofJtheJSxbraJPxJtomainJforJtheJsontrolJofJunergyJralanceXJDiabetesVJ2019VJfhVJbZdiWbZfb 0.9 6

135 xumanJSemaphorinJcJVariantsJαinkJβelanocortinJsircuitJtevelopmentJandJunergyJralanceXJCellVJ
2019VJagfVJgbiWgdbXeah 56.2 38

134 wtvaeJProvidesJanJundocrineJSignalJofJNutritionalJStressJinJβiceJandJxumansXJCelleMetabolismVJ
2019VJbiVJgZgWgahXeh 24.6 153

133 TheJgeneticJarchitectureJofJaniridiaJandJwillespieJsyndromeXJHumaneGeneticsVJ2019VJachVJhhaWhih 6.3 26

132 NqαsNJtysfunctionJasJaJsauseJofJtisorderedJRespiratoryJRhythmJWithJsentralJqpneaXJPediatricsVJ
2018VJadaVJSdheWSdiZ 7.4 14

131 tysfunctionJofJNaVaXdVJaJskeletalJmuscleJvoltageWgatedJsodiumJchannelVJinJsuddenJinfantJdeathJ
syndromejJaJcaseWcontrolJstudyXJLancetseTheVJ2018VJciaVJadhcWadib 40 49

130 PaediatricJgenomicsjJdiagnosingJrareJdiseaseJinJchildrenXJNatureeReviewseGeneticsVJ2018VJaiVJbecWbfh 30.1 201

129 rRtdJinteractsJwithJNyPrαJandJrRtdJisJmutatedJinJaJsorneliaJdeJαangeWlikeJsyndromeXJNaturee
GeneticsVJ2018VJeZVJcbiWccb 36.3 52
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128 qJTranscriptomicJSignatureJofJtheJxypothalamicJResponseJtoJvastingJandJrtNvJteficiencyJinJ
PraderWWilliJSyndromeXJCelleReportsVJ2018VJbbVJcdZaWcdZh 10.6 51

127
PotentialJroleJofJgenderJspecificJeffectJofJleptinJreceptorJdeficiencyJinJanJextendedJ
consanguineousJfamilyJwithJsevereJearlyWonsetJobesityXJEuropeaneJournaleofeMedicaleGeneticsVJ2018VJ
faVJdfeWdfg

2.6 8

126 sardiacJweneticJPredispositionJinJSudden´ ynfantJteathJSyndromeXJJournaleofetheeAmericaneCollegee
ofeCardiologyVJ2018VJgaVJabagWabbg 15.1 43

125 βsdRJagonismJpromotesJdurableJweightJlossJinJpatientsJwithJleptinJreceptorJdeficiencyXJNaturee
MedicineVJ2018VJbdVJeeaWeee 50.5 139

124 αipidJβetabolismJandJSurvivalJqcrossJtheJvrontotemporalJtementiaWqmyotrophicJαateralJSclerosisJ
SpectrumjJRelationshipsJtoJuatingJrehaviorJandJsognitionXJJournaleofeAlzheimermseDiseaseVJ2018VJfaVJggcWghc4.3 35

123 ProteinWalteringJvariantsJassociatedJwithJbodyJmassJindexJimplicateJpathwaysJthatJcontrolJenergyJ
intakeJandJexpenditureJinJobesityXJNatureeGeneticsVJ2018VJeZVJbfWda 36.3 186

122 NeuralJdeletionJofJShbbaJresultsJinJbrainJgrowthJretardationJandJreactiveJaggressionXJFASEBe
JournalVJ2018VJcbVJahcZWahdZ 0.9 10

121 QuantifyingJtheJcontributionJofJrecessiveJcodingJvariationJtoJdevelopmentalJdisordersXJScienceVJ
2018VJcfbVJaafaWaafd 33.3 83

120 sommonJgeneticJvariantsJcontributeJtoJriskJofJrareJsevereJneurodevelopmentalJdisordersXJNatureVJ
2018VJefbVJbfhWbga 50.4 149

119 ProxusqTjJProxyJuxternalJsontrolsJqssociationJTestXJqJnewJcaseWcontrolJgeneJregionJassociationJ
testJusingJalleleJfrequenciesJfromJpublicJcontrolsXJPLoSeGeneticsVJ2018VJadVJeaZZgeia 6 13

118
QuantitativeJmassJspectrometryJforJhumanJmelanocortinJpeptidesJin´ vitroJandJin´ vivoJsuggestsJ
prominentJrolesJforJ˛†WβSxJandJdesacetylJ˛–WβSxJinJenergyJhomeostasisXJMoleculareMetabolismVJ
2018VJagVJhbWig

8.8 13

117
TheJorphanJwJproteinWcoupledJreceptorJwPRaciJisJactivatedJbyJtheJpeptidesjJqdrenocorticotropicJ
hormoneJRqsTxSVJ˛–WVJandJ˛†WmelanocyteJstimulatingJhormoneJR˛–WβSxVJandJ˛†WβSxSVJandJtheJ
conservedJcoreJmotifJxvRWXJNeurochemistryeInternationalVJ2017VJaZbVJaZeWaac

4.4 29

116 SβsxtaJmutationsJassociatedJwithJaJrareJmuscularJdystrophyJcanJalsoJcauseJisolatedJarhiniaJandJ
rosmaJarhiniaJmicrophthalmiaJsyndromeXJNatureeGeneticsVJ2017VJdiVJbchWbdh 36.3 88

115 slinicalJandJmolecularJconsequencesJofJdiseaseWassociatedJdeJnovoJmutationsJinJSqTrbXJGeneticseine
MedicineVJ2017VJaiVJiZZWiZh 8.1 30

114 wenotypeWphenotypeJcorrelationsJinJsorneliaJdeJαangeJsyndromejJrehavioralJcharacteristicsJandJ
changesJwithJageXJAmericaneJournaleofeMedicaleGeneticsseParteAVJ2017VJagcVJaeffWaegd 2.5 16

113 qJrecurrentJdeJnovoJmutationJinJqsTwaJcausesJisolatedJocularJcolobomaXJHumaneMutationVJ2017VJ
chVJidbWidf 4.7 16

112 slinicalJfeaturesJassociatedJwithJsTNNraJdeJnovoJlossJofJfunctionJmutationsJinJtenJindividualsXJ
EuropeaneJournaleofeMedicaleGeneticsVJ2017VJfZVJacZWace 2.6 25

111 PUvfZJvariantsJcauseJaJsyndromeJofJytVJshortJstatureVJmicrocephalyVJcolobomaVJcraniofacialVJcardiacVJ
renalJandJspinalJfeaturesXJEuropeaneJournaleofeHumaneGeneticsVJ2017VJbeVJeebWeei 5.3 24

(2017-2018)

5



110 teJNovoJTruncatingJβutationsJinJtheJαastJandJPenultimateJuxonsJofJPPβatJsauseJanJyntellectualJ
tisabilityJSyndromeXJAmericaneJournaleofeHumaneGeneticsVJ2017VJaZZVJfeZWfeh 11 36

109 ResequencingJatJscaleJinJneurodevelopmentalJdisordersXJNatureeGeneticsVJ2017VJdiVJdhhWdhi 36.3 2

108 xighJRateJofJRecurrentJteJNovoJβutationsJinJtevelopmentalJandJupilepticJuncephalopathiesXJ
AmericaneJournaleofeHumaneGeneticsVJ2017VJaZaVJffdWfhe 11 214

107 qJβetabolomicJSignatureJofJqcuteJsaloricJRestrictionXJJournaleofeClinicaleEndocrinologyeande
MetabolismVJ2017VJaZbVJddhfWddie 5.6 28

106 NovelJPuXaarJβutationsJuxtendJtheJPeroxisomeJriogenesisJtisorderJadrJPhenotypicJSpectrumJ
andJUnderscoreJsongenitalJsataractJasJanJuarlyJveatureJ2017VJehVJeidWfZc 12

105 uvaluationJofJaJmelanocortinWdJreceptorJRβsdRSJagonistJRSetmelanotideSJinJβsdRJdeficiencyXJ
MoleculareMetabolismVJ2017VJfVJacbaWacbi 8.8 121

104 tisruptionJofJtheJhomeodomainJtranscriptionJfactorJorthopediaJhomeoboxJROtpSJisJassociatedJwithJ
obesityJandJanxietyXJMoleculareMetabolismVJ2017VJfVJadaiWadbh 8.8 7

103 qJNewJtrugJTargetJforJTypeJbJtiabetesXJCellVJ2017VJagZVJabWad 56.2 20

102 OxytocinJadministrationJsuppressesJhypothalamicJactivationJinJresponseJtoJvisualJfoodJcuesXJ
ScientificeReportsVJ2017VJgVJdbff 4.9 23

101 RareJVariantJqnalysisJofJxumanJandJRodentJObesityJwenesJinJyndividualsJwithJSevereJshildhoodJ
ObesityXJScientificeReportsVJ2017VJgVJdcid 4.9 31

100 TheJgenomicJlandscapeJofJbalancedJcytogeneticJabnormalitiesJassociatedJwithJhumanJcongenitalJ
anomaliesXJNatureeGeneticsVJ2017VJdiVJcfWde 36.3 172

99 TheJRNqWbindingJlandscapeJofJRrβaZJandJitsJroleJinJalternativeJsplicingJregulationJinJmodelsJofJ
mouseJearlyJdevelopmentXJRNAeBiologyVJ2017VJadVJdeWeg 4.8 30

98 unergyJexpenditureJinJfrontotemporalJdementiajJaJbehaviouralJandJimagingJstudyXJBrainVJ2017VJadZVJagaWahc11.2 28

97 unergyJexpenditureJinJfrontotemporalJdementiajJaJbehaviouralJandJimagingJstudyXJJournaleofe
NeurologyseNeurosurgeryeandePsychiatryVJ2017VJhhVJeaXahWea 5.5

96 ReturningJgenomeJsequencesJtoJresearchJparticipantsjJPolicyJandJpracticeXJWellcomeeOpene
ResearchVJ2017VJbVJae 4.8 10

95 vailureJofJsucroseJreplacementJwithJtheJnonWnutritiveJsweetenerJerythritolJtoJalterJwαPWaJorJPYYJ
releaseJorJtestJmealJsizeJinJleanJorJobeseJpeopleXJAppetiteVJ2016VJaZgVJeifWfZc 4.5 19

94 StatusJdystonicusJinJtwoJpatientsJwithJSOXbWanophthalmiaJsyndromeJandJnonsenseJmutationsXJ
AmericaneJournaleofeMedicaleGeneticsseParteAVJ2016VJagZVJcZdhWcZeZ 2.5 6

93 tivergentJeffectsJofJcentralJmelanocortinJsignallingJonJfatJandJsucroseJpreferenceJinJhumansXJ
NatureeCommunicationsVJ2016VJgVJacZee 17.4 31
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92 TheJSleepYWakeJsycleJisJtirectlyJβodulatedJbyJshangesJinJunergyJralanceXJSleepVJ2016VJciVJafiaWgZZ 1.1 13

91 qssessmentJofJuatingJrehaviorJtisturbanceJandJqssociatedJNeuralJNetworksJinJvrontotemporalJ
tementiaXJJAMAeNeurologyVJ2016VJgcVJbhbWiZ 17.2 56

90 qmyotrophicJlateralJsclerosisJandJfrontotemporalJdementiajJdistinctJandJoverlappingJchangesJinJ
eatingJbehaviourJandJmetabolismXJLanceteNeurologyseTheVJ2016VJaeVJccbWdb 24.1 88

89 qJsecretedJWNTWligandWbindingJdomainJofJvZteJgeneratedJbyJaJframeshiftJmutationJcausesJ
autosomalJdominantJcolobomaXJHumaneMoleculareGeneticsVJ2016VJbeVJachbWia 5.6 30

88 weneticJqnalysisJofJQPqXfWNegativeQJyndividualsJwithJqniridiaJorJwillespieJSyndromeXJPLoSeONEVJ2016
VJaaVJeZaecgeg 3.7 34

87 qJRestrictedJRepertoireJofJteJNovoJβutationsJinJyTPRaJsauseJwillespieJSyndromeJwithJuvidenceJforJ
tominantWNegativeJuffectXJAmericaneJournaleofeHumaneGeneticsVJ2016VJihVJihaWiib 11 53

86 tistinctJgeneticJarchitecturesJforJsyndromicJandJnonsyndromicJcongenitalJheartJdefectsJidentifiedJ
byJexomeJsequencingXJNatureeGeneticsVJ2016VJdhVJaZfZWe 36.3 200

85 qJNovelJOculoWSkeletalJsyndromeJwithJintellectualJdisabilityJcausedJbyJaJparticularJβqrbaαbJ
mutationXJEuropeaneJournaleofeMedicaleGeneticsVJ2015VJehVJchgWia 2.6 17

84 TheJhungerJgenesjJpathwaysJtoJobesityXJCellVJ2015VJafaVJaaiWacb 56.2 216

83 tiscoveryJofJfourJrecessiveJdevelopmentalJdisordersJusingJprobabilisticJgenotypeJandJphenotypeJ
matchingJamongJdVabeJfamiliesXJNatureeGeneticsVJ2015VJdgVJacfcWi 36.3 91

82 αongWrangeJevolutionaryJconstraintsJrevealJcisWregulatoryJinteractionsJonJtheJhumanJXJ
chromosomeXJNatureeCommunicationsVJ2015VJfVJfiZd 17.4 20

81 teJnovoVJheterozygousVJlossWofWfunctionJmutationsJinJSYNwqPaJcauseJaJsyndromicJformJofJ
intellectualJdisabilityXJAmericaneJournaleofeMedicaleGeneticsseParteAVJ2015VJafgqVJbbcaWg 2.5 59

80 SevereJuarlyWOnsetJObesityJtueJtoJrioinactiveJαeptinJsausedJbyJaJpXNaZc JβutationJinJtheJαeptinJ
weneXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2015VJaZZVJcbbgWcZ 5.6 44

79 TheJU aZ JprojectJidentifiesJrareJvariantsJinJhealthJandJdiseaseXJNatureVJ2015VJebfVJhbWiZ 50.4 776

78 WarburgJβicroJsyndromeJisJcausedJbyJRqrahJdeficiencyJorJdysregulationXJOpeneBiologyVJ2015VJeVJaeZZdg7 26

77 weneticJdiagnosisJofJdevelopmentalJdisordersJinJtheJtttJstudyjJaJscalableJanalysisJofJgenomeWwideJ
researchJdataXJLancetseTheVJ2015VJcheVJacZeWad 40 451

76 slinicalJutilityJgeneJcardJforjJsorneliaJdeJαangeJsyndromeXJEuropeaneJournaleofeHumaneGeneticsVJ
2015VJbcVJ 5.3 28

75 qJsyndromicJformJofJPierreJRobinJsequenceJisJcausedJbyJeqbcJdeletionsJencompassingJvrNbJandJ
PxqXXJEuropeaneJournaleofeMedicaleGeneticsVJ2014VJegVJehgWie 2.6 14

(2014-2016)
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74 bZJyearsJofJleptinjJhumanJdisordersJofJleptinJactionXJJournaleofeEndocrinologyVJ2014VJbbcVJTfcWgZ 4.7 163

73 xeterozygousJlossWofWfunctionJmutationsJinJYqPaJcauseJbothJisolatedJandJsyndromicJopticJfissureJ
closureJdefectsXJAmericaneJournaleofeHumaneGeneticsVJ2014VJidVJbieWcZb 11 74

72 TheJgeneticJarchitectureJofJmicrophthalmiaVJanophthalmiaJandJcolobomaXJEuropeaneJournaleofe
MedicaleGeneticsVJ2014VJegVJcfiWhZ 2.6 168

71 qJnovelJmutationJinJtheJleptinJgeneJRWabaXSJinJanJugyptianJfamilyXJMoleculareGeneticseande
MetabolismeReportsVJ2014VJaVJdgdWdgf 1.8 5

70 tiagnosticallyJrelevantJfacialJgestaltJinformationJfromJordinaryJphotosXJELifeVJ2014VJcVJeZbZbZ 8.9 81

69 weneticJheterogeneityJinJsorneliaJdeJαangeJsyndromeJRsdαSSJandJsdαSWlikeJphenotypesJwithJ
observedJandJpredictedJlevelsJofJmosaicismXJJournaleofeMedicaleGeneticsVJ2014VJeaVJfeiWfh 5.8 111

68 αeptinJmediatesJtheJincreaseJinJbloodJpressureJassociatedJwithJobesityXJCellVJ2014VJaeiVJadZdWaf 56.2 232

67 tefiningJtheJneuralJbasisJofJappetiteJandJobesityjJfromJgenesJtoJbehaviourXJClinicaleMedicineVJ2014VJ
adVJbhfWi 1.9 27

66 vRqbqJisJaJswwJrepeatJexpansionJassociatedJwithJsilencingJofJqvvcXJPLoSeGeneticsVJ2014VJaZVJeaZZdbdb 6 26

65 sharacterizationJofJhumanJvariantsJinJobesityWrelatedJSyβaJproteinJidentifiesJaJhotWspotJforJ
dimerizationJwithJtheJpartnerJproteinJqRNTbXJBiochemicaleJournalVJ2014VJdfaVJdZcWab 3.8 7

64 WiredJforJobesityoXJDiabetesVJ2014VJfcVJdZafWg 0.9 2

63 tisruptionJofJSqTrbJorJitsJlongWrangeJcisWregulationJbyJSOXiJcausesJaJsyndromicJformJofJPierreJ
RobinJsequenceXJHumaneMoleculareGeneticsVJ2014VJbcVJbefiWgi 5.6 42

62 weneticJstrategiesJtoJunderstandJphysiologicalJpathwaysJregulatingJbodyJweightXJMammaliane
GenomeVJ2014VJbeVJcggWhc 3.2 7

61 uxpansionJofJocularJphenotypicJfeaturesJassociatedJwithJmutationsJinJqtqβTSahXJJAMAe
OphthalmologyVJ2014VJacbVJiifWaZZa 3.9 8

60 uzuJPrizeJbZabjJObesityjJfromJgenesJtoJbehaviourXJEuropeaneJournaleofeEndocrinologyVJ2014VJagaVJRaiaWe 6.5 3

59 NeuralJandJbehavioralJeffectsJofJaJnovelJmuJopioidJreceptorJantagonistJinJbingeWeatingJobeseJ
peopleXJBiologicalePsychiatryVJ2013VJgcVJhhgWid 7.9 75

58  SRbJmutationsJareJassociatedJwithJobesityVJinsulinJresistanceVJandJimpairedJcellularJfuelJoxidationXJ
CellVJ2013VJaeeVJgfeWgg 56.2 113

57 wenomeWwideJSNPJandJsNVJanalysisJidentifiesJcommonJandJlowWfrequencyJvariantsJassociatedJwithJ
severeJearlyWonsetJobesityXJNatureeGeneticsVJ2013VJdeVJeacWg 36.3 231
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56 PostprandialJtotalJghrelinJsuppressionJisJmodulatedJbyJmelanocortinJsignalingJinJhumansXJJournale
ofeClinicaleEndocrinologyeandeMetabolismVJ2013VJihVJubhhWib 5.6 10

55 qJtransWactingJproteinJeffectJcausesJsevereJeyeJmalformationJinJtheJβpJmouseXJPLoSeGeneticsVJ2013
VJiVJeaZZciih 6 7

54 αossJofJfunctionJofJtheJmelanocortinJbJreceptorJaccessoryJproteinJbJisJassociatedJwithJmammalianJ
obesityXJScienceVJ2013VJcdaVJbgeWh 33.3 179

53 slinicalJandJmutationJanalysisJofJeaJprobandsJwithJanophthalmiaJandYorJsevereJmicrophthalmiaJ
fromJaJsingleJcenterXJMoleculareGeneticselamp;eGenomiceMedicineVJ2013VJaVJaeWca 2.3 69

52 RareJvariantsJinJsingleWmindedJaJRSyβaSJareJassociatedJwithJsevereJobesityXJJournaleofeClinicale
InvestigationVJ2013VJabcVJcZdbWeZ 15.9 107

51 voodJaddictionjJisJthereJaJbabyJinJtheJbathwateroXJNatureeReviewseNeuroscienceVJ2012VJacVJeadWead 13.5 88

50 qJgenomeWwideJassociationJmetaWanalysisJidentifiesJnewJchildhoodJobesityJlociXJNatureeGeneticsVJ
2012VJddVJebfWca 36.3 292

49 xumanJSxbraJmutationsJareJassociatedJwithJmaladaptiveJbehaviorsJandJobesityXJJournaleofeClinicale
InvestigationVJ2012VJabbVJdgcbWf 15.9 103

48 vTOJandJobesityjJtheJmissingJlinkXJCelleMetabolismVJ2011VJacVJgWh 24.6 7

47 weneticVJmolecularJandJphysiologicalJinsightsJintoJhumanJobesityXJEuropeaneJournaleofeClinicale
InvestigationVJ2011VJdaVJdeaWe 4.6 36

46 qssociationJanalysesJofJbdiVgifJindividualsJrevealJahJnewJlociJassociatedJwithJbodyJmassJindexXJ
NatureeGeneticsVJ2010VJdbVJicgWdh 36.3 2267

45
tistinctJmodulatoryJeffectsJofJsatietyJandJsibutramineJonJbrainJresponsesJtoJfoodJimagesJinJ
humansjJaJdoubleJdissociationJacrossJhypothalamusVJamygdalaVJandJventralJstriatumXJJournaleofe
NeuroscienceVJ2010VJcZVJadcdfWee

6.6 61

44 αargeVJrareJchromosomalJdeletionsJassociatedJwithJsevereJearlyWonsetJobesityXJNatureVJ2010VJdfcVJfffWgZ50.4 417

43 αeptinjJaJpivotalJregulatorJofJhumanJenergyJhomeostasisXJAmericaneJournaleofeClinicaleNutritionVJ
2009VJhiVJihZSWihdS 7 226

42 OralJglutamineJincreasesJcirculatingJglucagonWlikeJpeptideJaVJglucagonVJandJinsulinJconcentrationsJ
inJleanVJobeseVJandJtypeJbJdiabeticJsubjectsXJAmericaneJournaleofeClinicaleNutritionVJ2009VJhiVJaZfWaac 7 171

41 ObesityJgenesWitQsJallJaboutJtheJparentsKXJCelleMetabolismVJ2009VJiVJdhgWh 24.6 9

40 βodulationJofJbloodJpressureJbyJcentralJmelanocortinergicJpathwaysXJNeweEnglandeJournaleofe
MedicineVJ2009VJcfZVJddWeb 59.2 358

39 βutationsJinJligandsJandJreceptorsJofJtheJleptinWmelanocortinJpathwayJthatJleadJtoJobesityXJNaturee
ClinicalePracticeeEndocrinologyeandeMetabolismVJ2008VJdVJefiWgg 184

(2008-2013)
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38 βonogenicJhumanJobesityXJFrontierseofeHormoneeResearchVJ2008VJcfVJaWaa 3.5 73

37 xumanJobesityjJaJheritableJneurobehavioralJdisorderJthatJisJhighlyJsensitiveJtoJenvironmentalJ
conditionsXJDiabetesVJ2008VJegVJbiZeWaZ 0.9 129

36 PrevalenceJofJmelanocortinWdJreceptorJdeficiencyJinJuuropeansJandJtheirJageWdependentJ
penetranceJinJmultigenerationalJpedigreesXJDiabetesVJ2008VJegVJbeaaWh 0.9 198

35 αeptinJregulatesJperipheralJlipidJmetabolismJprimarilyJthroughJcentralJeffectsJonJfoodJintakeXJ
EndocrinologyVJ2008VJadiVJedcbWi 4.8 71

34 βelanocortinJReceptorsJasJTargetsJinJtheJTreatmentJofJObesityXJCurrenteTopicseineMedicinale
ChemistryVJ2007VJgVJaZihWaaaZ 3 30

33 xyperphagiaJandJearlyWonsetJobesityJdueJtoJaJnovelJhomozygousJmissenseJmutationJinJ
prohormoneJconvertaseJaYcXJJournaleofeClinicaleEndocrinologyeandeMetabolismVJ2007VJibVJccfiWgc 5.6 166

32 slinicalJandJmolecularJgeneticJspectrumJofJcongenitalJdeficiencyJofJtheJleptinJreceptorXJNewe
EnglandeJournaleofeMedicineVJ2007VJcefVJbcgWdg 59.2 503

31 ynsightsJfromJtheJgeneticsJofJsevereJchildhoodJobesityXJHormoneeResearcheinePaediatricsVJ2007VJfhJ
SupplJeVJeWg 3.3 18

30 αeptinJregulatesJstriatalJregionsJandJhumanJeatingJbehaviorXJScienceVJ2007VJcagVJacee 33.3 452

29 TheJseverelyJobeseJpatientWWaJgeneticJworkWupXJNatureeClinicalePracticeeEndocrinologyeande
MetabolismVJ2006VJbVJagbWgkJquizJfollowingJagg 20

28 weneticsJofJobesityJinJhumansXJEndocrineeReviewsVJ2006VJbgVJgaZWah 27.2 376

27 xeterozygosityJforJaJPOβsWnullJmutationJandJincreasedJobesityJriskJinJhumansXJDiabetesVJ2006VJeeVJbediWec0.9 176

26 TreatingJobesityjJdoesJantagonismJofJNPYJfitJtheJbilloXJCelleMetabolismVJ2006VJdVJbfZWb 24.6 5

25 weneticJaspectsJofJsevereJchildhoodJobesityXJPediatriceEndocrinologyeReviewsVJ2006VJcJSupplJdVJebhWcf 1.1 10

24 tevelopmentalJeyeJdisordersXJCurrenteOpinioneineGeneticseandeDevelopmentVJ2005VJaeVJcdhWec 4.9 80

23 weneticJandJhereditaryJaspectsJofJchildhoodJobesityXJBestePracticeeandeResearcheineClinicale
EndocrinologyeandeMetabolismVJ2005VJaiVJceiWgd 6.5 57

22 βonogenicJobesityJinJhumansXJAnnualeRevieweofeMedicineVJ2005VJefVJddcWeh 17.4 308

21 TranscriptionalJconsequencesJofJautosomalJtrisomyjJprimaryJgeneJdosageJwithJcomplexJ
downstreamJeffectsXJTrendseineGeneticsVJ2005VJbaVJbdiWec 8.5 65
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20 sandidateJgenesJforJobesityWWhowJmightJtheyJinteractJwithJenvironmentJandJdietoXJAdvanceseine
ExperimentaleMedicineeandeBiologyVJ2005VJefiVJccWd 3.6 2

19 slinicalJspectrumJofJobesityJandJmutationsJinJtheJmelanocortinJdJreceptorJgeneXJNeweEnglande
JournaleofeMedicineVJ2003VJcdhVJaZheWie 59.2 1227

18 ydentificationJofJSqTrbJasJtheJcleftJpalateJgeneJonJbqcbWqccXJHumaneMoleculareGeneticsVJ2003VJabVJbdiaWeZa5.6 209

17 TranscriptomeJanalysisJofJhumanJautosomalJtrisomyXJHumaneMoleculareGeneticsVJ2002VJaaVJcbdiWef 5.6 127

16 αeptinJandJtheJonsetJofJpubertyjJinsightsJfromJrodentJandJhumanJgeneticsXJSeminarseine
ReproductiveeMedicineVJ2002VJbZVJaciWdd 1.4 95

15 reneficialJeffectsJofJleptinJonJobesityVJTJcellJhyporesponsivenessVJandJneuroendocrineYmetabolicJ
dysfunctionJofJhumanJcongenitalJleptinJdeficiencyXJJournaleofeClinicaleInvestigationVJ2002VJaaZVJaZicWaaZc15.9 845

14 reneficialJeffectsJofJleptinJonJobesityVJTJcellJhyporesponsivenessVJandJneuroendocrineYmetabolicJ
dysfunctionJofJhumanJcongenitalJleptinJdeficiencyXJJournaleofeClinicaleInvestigationVJ2002VJaaZVJaZicWaZc 15.9 441

13 PartialJleptinJdeficiencyJandJhumanJadiposityXJNatureVJ2001VJdadVJcdWe 50.4 305

12 weneticsJofJbodyWweightJregulationXJNatureVJ2000VJdZdVJfddWea 50.4 593

11 tominantJandJrecessiveJinheritanceJofJmorbidJobesityJassociatedJwithJmelanocortinJdJreceptorJ
deficiencyXJJournaleofeClinicaleInvestigationVJ2000VJaZfVJbgaWi 15.9 589

10 TheJtherapeuticJvalueJofJsomatostatinJandJitsJanaloguesXJPituitaryVJ1999VJbVJgiWhh 4.3 7

9 sareyWvinemanWZiterJRsvZSJsyndromejJreportJonJaffectedJsibsXJAmericaneJournaleofeMedicaleGeneticse
ParteAVJ1999VJhbVJaaZWc 10

8 qJlocusJforJisolatedJcleftJpalateVJlocatedJonJhumanJchromosomeJbqcbXJAmericaneJournaleofeHumane
GeneticsVJ1999VJfeVJchgWif 11 60

7 uffectsJofJrecombinantJleptinJtherapyJinJaJchildJwithJcongenitalJleptinJdeficiencyXJNeweEnglande
JournaleofeMedicineVJ1999VJcdaVJhgiWhd 59.2 1485

6 qJframeshiftJmutationJinJβsdRJassociatedJwithJdominantlyJinheritedJhumanJobesityXJNaturee
GeneticsVJ1998VJbZVJaaaWb 36.3 893

5 obJgeneJmutationsJandJhumanJobesityXJProceedingseofetheeNutritioneSocietyVJ1998VJegVJdgaWe 2.9 35

4 songenitalJleptinJdeficiencyJisJassociatedJwithJsevereJearlyWonsetJobesityJinJhumansXJNatureVJ1997VJ
chgVJiZcWh 50.4 2309

3 qmbulatoryJbloodJpressureJmonitoringJinJacuteJstrokeXJTheJWestJrirminghamJStrokeJProjectXJ
StrokeVJ1997VJbhVJcaWe 6.7 39

(1997-2005)
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