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j Paper IF Citations

130 rssociationJofJbirthweightJandJpenetranceJofJdiabetesJinJindividualsJwithJyNwerWMOuYkJaJcohortJ
studyXJDiabetologiaVJ2022VJgfVJcegWcej 10.3

129 MolecularJtharacterizationJandJManagementJofJtongenitalJyyperinsulinismkJrJTertiaryJtentreJ
vxperienceXJIndianfPediatricsVJ2022VJfjVJbafWbaj 1.2 1

128 VariationJinJxlycemicJOutcomesJinJwocalJwormsJofJtongenitalJyyperinsulinismWTheJUβJPerspectiveXXJ
JournalfoffthefEndocrinefSocietyVJ2022VJgVJbvacadd 0.4 1

127 SavvytNVkJxenomeWwideJtNVJcallingJfromJoffWtarget´ readsXXJPLoSfComputationalfBiologyVJ2022VJbiVJebaajjea5 1

126 xeneticJvtiologyJofJNeonatalJuiabetesJMellitusJinJVietnameseJznfantsJandJtharacteristicsJofJThoseJ
WithJxeneJMutationsXXJFrontiersfinfEndocrinologyVJ2022VJbdVJiggfhd 5.7

125 tongenitalJbetaJcellJdefectsJareJnotJassociatedJwithJmarkersJofJisletJautoimmunityVJevenJinJtheJ
contextJofJhighJgeneticJriskJforJtypeJbJdiabetesXXJDiabetologiaVJ2022VJb 10.3 0

124 SystematicJgeneticJtestingJforJrecessivelyJinheritedJmonogenicJdiabeteskJaJcrossWsectionalJstudyJinJ
paediatricJdiabetesJclinicsXJDiabetologiaVJ2021VJb 10.3 1

123 OctreotideWLrRJisJaJUsefulJrlternativeJforJtheJManagementJofJuiazoxideWResponsiveJtongenitalJ
yyperinsulinismXJHormonefandfMetabolicfResearchVJ2021VJfdVJhcdWhcj 3.1 1

122 SexWbiasedJisletJ˛†JcellJdysfunctionJisJcausedJbyJtheJMOuYJMrwrJSgewJvariantJbyJinducingJ
prematureJagingJandJsenescenceJinJmalesXJCellfReportsVJ2021VJdhVJbajibd 10.6 3

121
sirthJweightJandJdiazoxideJunresponsivenessJstronglyJpredictJtheJlikelihoodJofJcongenitalJ
hyperinsulinismJdueJtoJaJmutationJinJrsttiJorJβtN bbXJEuropeanfJournalfoffEndocrinologyVJ2021VJ
bifVJibdWibi

6.5 1

120 wounderJmutationJinJtheJPMMcJpromotorJcausesJhyperinsulinemicJhypoglycaemiaYpolycysticJ
kidneyJdiseaseJRyzPβuSXJMolecularfGeneticsfmamp;fGenomicfMedicineVJ2021VJebghe 2.3 0

119 NeonatalJdiabetesJmutationsJdisruptJaJchromatinJpioneeringJfunctionJthatJactivatesJtheJhumanJ
insulinJgeneXJCellfReportsVJ2021VJdfVJbaijib 10.6 4

118 zdentificationJofJxtβWmaturityWonsetJdiabetesJofJtheJyoungJinJcasesJofJneonatalJhyperglycemiakJrJ
caseJseriesJandJreviewJofJclinicalJfeaturesXJPediatricfDiabetesVJ2021VJccVJihgWiib 3.6 2

117 LongWtermJwollowWupJofJxlycemicJandJNeurologicalJOutcomesJinJanJznternationalJSeriesJofJPatientsJ
WithJSulfonylureaWTreatedJPermanentJNeonatalJuiabetesXJDiabetesfCareVJ2021VJeeVJdfWec 14.6 7

116 TwoJdecadesJsinceJtheJfetalJinsulinJhypothesiskJwhatJhaveJweJlearnedJfromJgeneticspXJDiabetologiaVJ
2021VJgeVJhbhWhcg 10.3 3

115 xeneticJandJclinicalJheterogeneityJofJpermanentJneonatalJdiabetesJmellituskJaJsingleJtertiaryJcentreJ
experienceXJActafDiabetologicaVJ2021VJfiVJbgijWbhaa 3.9 0

114 MolecularJxeneticsVJtlinicalJtharacteristicsVJandJTreatmentJOutcomesJofJβWthannelJNeonatalJ
uiabetesJMellitusJinJVietnamJNationalJthildrenQsJyospitalXJFrontiersfinfEndocrinologyVJ2021VJbcVJhchaid 5.7 3
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113 yyperinsulinemicJhypoglycemiaJinJchildrenJandJadolescentskJRecentJadvancesJinJunderstandingJofJ
pathophysiologyJandJmanagementXJReviewsfinfEndocrinefandfMetabolicfDisordersVJ2020VJcbVJfhhWfjh 10.5 19

112 rJNovelJMutationJtausingJThreeJPhenotypicJwormsJofJxlucoseJuysregulationJinJaJwamilyXJFrontiersf
infPediatricsVJ2020VJiVJdca 3.4 2

111 LongitudinalJruxologicalJrecoveryJinJaJcohortJofJchildrenJwithJyyperinsulinaemicJyypoglycaemiaXJ
OrphanetfJournalfoffRarefDiseasesVJ2020VJbfVJbgc 4.2 4

110 UsingJreferralJratesJforJgeneticJtestingJtoJdetermineJtheJincidenceJofJaJrareJdiseasekJTheJminimalJ
incidenceJofJcongenitalJhyperinsulinismJinJtheJUβJisJbJinJciVdijXJPLoSfONEVJ2020VJbfVJeacciebh 3.7 11

109 UpdateJofJvariantsJidentifiedJinJtheJpancreaticJ˛†WcellJβJchannelJgenesJβtN bbJandJrsttiJinJ
individualsJwithJcongenitalJhyperinsulinismJandJdiabetesXJHumanfMutationVJ2020VJebVJiieWjaf 4.7 37

108 YzPwfJmutationsJcauseJneonatalJdiabetesJandJmicrocephalyJthroughJendoplasmicJreticulumJstressXJ
JournalfoffClinicalfInvestigationVJ2020VJbdaVJgddiWgdfd 15.9 21

107
yeterozygousJznsulinJReceptorJMutationJrssociatedJwithJNeonatalJyyperinsulinemicJ
yypoglycaemiaJandJwamilialJuiabetesJMellituskJtaseJSeriesXJJCRPEfJournalfoffClinicalfResearchfinf
PediatricfEndocrinologyVJ2020VJbcVJecaWecg

1.9 2

106 UnravellingJtheJgeneticJcausesJofJmosaicJisletJmorphologyJinJcongenitalJhyperinsulinismXJJournalfoff
Pathology:fClinicalfResearchVJ2020VJgVJbcWbg 5.3 12

105 ueJNovoJMutationsJinJrffectingJezwcJSignalingJtauseJNeonatalYvarlyWOnsetJuiabetesJandJTransientJ
yepaticJuysfunctionXJDiabetesVJ2020VJgjVJehhWeid 0.9 17

104 TypeJbJdiabetesJcanJpresentJbeforeJtheJageJofJg´ monthsJandJisJcharacterisedJbyJautoimmunityJandJ
rapidJlossJofJbetaJcellsXJDiabetologiaVJ2020VJgdVJcgafWcgbf 10.3 9

103 tlinicalJtharacteristicsJandJLongWtermJwollowWupJofJPatientsJwithJuiabetesJuueJToJPTwbrJvnhancerJ
MutationsXJJournalfoffClinicalfEndocrinologyfandfMetabolismVJ2020VJbafVJ 5.6 6

102 tlinicalJtharacteristicsVJMolecularJweaturesVJandJLongWTermJwollowWUpJofJbfJPatientsJwithJNeonatalJ
uiabeteskJrJSingleWtentreJvxperienceXJHormonefResearchfinfPaediatricsVJ2020VJjdVJecdWedc 3.3 2

101 UsingJreferralJratesJforJgeneticJtestingJtoJdetermineJtheJincidenceJofJaJrareJdiseasekJTheJminimalJ
incidenceJofJcongenitalJhyperinsulinismJinJtheJUβJisJbJinJciVdijJ2020VJbfVJeacciebh

100 UsingJreferralJratesJforJgeneticJtestingJtoJdetermineJtheJincidenceJofJaJrareJdiseasekJTheJminimalJ
incidenceJofJcongenitalJhyperinsulinismJinJtheJUβJisJbJinJciVdijJ2020VJbfVJeacciebh

99 UsingJreferralJratesJforJgeneticJtestingJtoJdetermineJtheJincidenceJofJaJrareJdiseasekJTheJminimalJ
incidenceJofJcongenitalJhyperinsulinismJinJtheJUβJisJbJinJciVdijJ2020VJbfVJeacciebh

98 UsingJreferralJratesJforJgeneticJtestingJtoJdetermineJtheJincidenceJofJaJrareJdiseasekJTheJminimalJ
incidenceJofJcongenitalJhyperinsulinismJinJtheJUβJisJbJinJciVdijJ2020VJbfVJeacciebh

97 tongenitalJyyperinsulinemicJyypoglycemiaJandJyyperammonemiaJdueJtoJPathogenicJVariantsJinJ
xLUubXJIndianfJournalfoffPediatricsVJ2019VJigVJbafbWbafd 3 1

96
rJSpecificJtNOTbJMutationJResultsJinJaJNovelJSyndromeJofJPancreaticJrgenesisJandJ
yoloprosencephalyJthroughJzmpairedJPancreaticJandJNeurologicalJuevelopmentXJAmericanfJournalf
offHumanfGeneticsVJ2019VJbaeVJjifWjij

11 28

(2019-2020)
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95 xeneticJMechanismsJyighlightJSharedJPathwaysJforJtheJPathogenesisJofJPolygenicJTypeJbJuiabetesJ
andJMonogenicJrutoimmuneJuiabetesXJCurrentfDiabetesfReportsVJ2019VJbjVJca 5.6 12

94 TrisomyJcbJzsJaJtauseJofJPermanentJNeonatalJuiabetesJThatJzsJrutoimmuneJbutJNotJyLrJ
rssociatedXJDiabetesVJ2019VJgiVJbfciWbfdf 0.9 15

93 rJrareJcaseJofJcongenitalJhyperinsulinismJRtyzSJdueJtoJdualJgeneticJaetiologyJinvolvingJyNwerJandJ
rsttiXJJournalfoffPediatricfEndocrinologyfandfMetabolismVJ2019VJdcVJdabWdae 1.6 2

92 PartialJdiazoxideJresponsivenessJinJaJneonateJwithJhyperinsulinismJdueJtoJhomozygousJrsttiJ
mutationXJEndocrinologytfDiabetesfandfMetabolismfCasefReportsVJ2019VJcabjVJ 1.4 2

91
tongenitalJyyperinsulinismJandJvvolutionJtoJSulfonylurearesponsiveJuiabetesJLaterJinJLifeJdueJtoJaJ
NovelJyomozygousJpXLbhbwJMutationXJJCRPEfJournalfoffClinicalfResearchfinfPediatricfEndocrinologyVJ
2019VJbbVJicWih

1.9 10

90 RefinementJofJtheJcriticalJgenomicJregionJforJhypoglycaemiaJinJtheJthromosomeJjpJdeletionJ
syndromeXJWellcomefOpenfResearchVJ2019VJeVJbej 4.8 1

89 RefinementJofJtheJcriticalJgenomicJregionJforJcongenitalJhyperinsulinism´ inJtheJthromosomeJjpJ
deletionJsyndromeXJWellcomefOpenfResearchVJ2019VJeVJbej 4.8 1

88 yyperinsulinaemicJhypoglycaemiakJrJnewJpresentationJofJbgpbbXcJdeletionJsyndromeXJClinicalf
EndocrinologyVJ2019VJjaVJhggWhgj 3.4 7

87 PatternsJofJpostmealJinsulinJsecretionJinJindividualsJwithJsulfonylureaWtreatedJneonatalJdiabetesJ
showJpredominanceJofJnonWβWchannelJpathwaysXJBMJfOpenfDiabetesfResearchfandfCareVJ2019VJhVJeaaahcb4.5 4

86 zdentificationJofJnovelJvariantsJinJneonatalJdiabetesJmellitusJgenesJinJvgyptianJpatientsJwithJ
permanentJNuMXJInternationalfJournalfoffDiabetesfinfDevelopingfCountriesVJ2019VJdjVJfdWfj 0.8

85 tognitiveVJNeurologicalVJandJsehavioralJweaturesJinJrdultsJWithJNeonatalJuiabetesXJDiabetesfCareVJ
2019VJecVJcbfWcce 14.6 11

84 wocalJtongenitalJyyperinsulinismJasJaJtauseJforJSuddenJznfantJueathXJPediatricfandfDevelopmentalf
PathologyVJ2019VJccVJgfWgj 2.2 4

83 PharmacogenomicsJinJdiabeteskJoutcomesJofJthiamineJtherapyJinJTRMrJsyndromeXJDiabetologiaVJ
2018VJgbVJbachWbadg 10.3 17

82 missenseJmutationJcausesJfamilialJinsulinomatosisJandJdiabetesJmellitusXJProceedingsfoffthef
NationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaVJ2018VJbbfVJbachWbadc 11.5 45

81 rJtypeJbJdiabetesJgeneticJriskJscoreJcanJdiscriminateJmonogenicJautoimmunityJwithJdiabetesJfromJ
earlyWonsetJclusteringJofJpolygenicJautoimmunityJwithJdiabetesXJDiabetologiaVJ2018VJgbVJigcWigj 10.3 20

80 xeneticJmutationsJassociatedJwithJneonatalJdiabetesJmellitusJinJOmaniJpatientsXJJournalfoff
PediatricfEndocrinologyfandfMetabolismVJ2018VJdbVJbjfWcae 1.6 8

79 PermanentJneonatalJdiabetesJmellitusJandJneurologicalJabnormalitiesJdueJtoJaJnovelJhomozygousJ
missenseJmutationJinJNvUROubXJPediatricfDiabetesVJ2018VJbjVJijiWjae 3.6 14

78
uiazoxideJtoxicityJinJaJchildJwithJpersistentJhyperinsulinemicJhypoglycemiaJofJinfancykJmixedJ
hyperglycemicJhyperosmolarJcomaJandJketoacidosisXJJournalfoffPediatricfEndocrinologyfandf
MetabolismVJ2018VJdbVJjedWjef

1.6 6
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77 tomprehensiveJscreeningJshowsJthatJmutationsJinJtheJknownJsyndromicJgenesJareJrareJinJinfantsJ
presentingJwithJhyperinsulinaemicJhypoglycaemiaXJClinicalfEndocrinologyVJ2018VJijVJgcbWgch 3.4 4

76
vffectivenessJandJsafetyJofJlongWtermJtreatmentJwithJsulfonylureasJinJpatientsJwithJneonatalJ
diabetesJdueJtoJβtN bbJmutationskJanJinternationalJcohortJstudyXJLancetfDiabetesfandf
EndocrinologyttheVJ2018VJgVJgdhWgeg

18.1 77

75 SirolimusWznducedJyepatitisJinJTwoJPatientsJwithJyyperinsulinemicJyypoglycemiaXJJCRPEfJournalfoff
ClinicalfResearchfinfPediatricfEndocrinologyVJ2018VJbaVJchjWcid 1.9 5

74 MonogenicJuiabetesJNotJtausedJsyJMutationsJinJModyJxeneskJrJVeryJyeterogenousJxroupJofJ
uiabetesXJExperimentalfandfClinicalfEndocrinologyfandfDiabetesVJ2018VJbcgVJgbcWgbi 2.3 5

73 tlinicalJuiversityJinJwocalJtongenitalJyyperinsulinismJinJznfancyJtorrelatesJWithJyistologicalJ
yeterogeneityJofJzsletJtellJLesionsXJFrontiersfinfEndocrinologyVJ2018VJjVJgbj 5.7 9

72 wirstJcaseJofJneonatalJdiabetesJwithJβtN bbJQfcRJmutationJsuccessfullyJswitchedJfromJinsulinJtoJ
sulphonylureaJtreatmentXJJournalfoffDiabetesfInvestigationVJ2017VJiVJhbgWhbj 3.9 8

71 uominantJvRJStressWznducingJMutationsJUnderlieJaJxeneticJSyndromeJofJNeonatalYznfancyWOnsetJ
uiabetesVJtongenitalJSensorineuralJueafnessVJandJtongenitalJtataractsXJDiabetesVJ2017VJggVJcaeeWcafd 0.9 56

70 RecessivelyJznheritedJMutationsJtauseJrutoimmunityJPresentingJasJNeonatalJuiabetesXJDiabetesVJ
2017VJggVJcdbgWcdcc 0.9 39

69 rtypicalJwormsJofJtongenitalJyyperinsulinismJinJznfancyJrreJrssociatedJWithJMosaicJPatternsJofJ
zmmatureJzsletJtellsXJJournalfoffClinicalfEndocrinologyfandfMetabolismVJ2017VJbacVJdcgbWdcgh 5.6 21

68
tlinicalJpresentationJandJtreatmentJresponseJtoJdiazoxideJinJtwoJsiblingsJwithJcongenitalJ
hyperinsulinismJasJaJresultJofJaJnovelJcompoundJheterozygousJrsttiJmissenseJmutationXJJournalf
offPediatricfEndocrinologyfandfMetabolismVJ2017VJdaVJehbWehe

1.6 1

67 PolycysticJβidneyJuiseaseJwithJyyperinsulinemicJyypoglycemiaJtausedJbyJaJPromoterJMutationJinJ
PhosphomannomutaseJcXJJournalfoffthefAmericanfSocietyfoffNephrology:fJASNVJ2017VJciVJcfcjWcfdj 12.7 73

66 rJtrtNrbuJmutationJinJaJpatientJwithJpersistentJhyperinsulinaemicJhypoglycaemiaVJheartJdefectsVJ
andJsevereJhypotoniaXJPediatricfDiabetesVJ2017VJbiVJdcaWdcd 3.6 46

65 yeterozygousJRwXgJproteinJtruncatingJvariantsJareJassociatedJwithJMOuYJwithJreducedJ
penetranceXJNaturefCommunicationsVJ2017VJiVJiii 17.4 57

64 rnalysisJofJlargeWscaleJsequencingJcohortsJdoesJnotJsupportJtheJroleJofJvariantsJinJUtPcJasJaJcauseJ
ofJhyperinsulinaemicJhypoglycaemiaXJHumanfMutationVJ2017VJdiVJbeecWbeee 4.7 15

63 ScreeningJforJneonatalJdiabetesJatJdayJfJofJlifeJusingJdriedJbloodJspotJglucoseJmeasurementXJ
DiabetologiaVJ2017VJgaVJcbgiWcbhd 10.3 7

62 taseJreportkJmaternalJmosaicismJresultingJinJinheritanceJofJaJnovelJxrTrgJmutationJcausingJ
pancreaticJagenesisJandJneonatalJdiabetesJmellitusXJDiagnosticfPathologyVJ2017VJbcVJb 3 20

61 rnJNonsenseJMutationJtausingJNeonatalJuiabetesJThroughJrlteredJTranscriptJvxpressionXJJCRPEf
JournalfoffClinicalfResearchfinfPediatricfEndocrinologyVJ2017VJjVJcgaWcge 1.9 10

60 PrematurityJandJxeneticJTestingJforJNeonatalJuiabetesXJPediatricsVJ2016VJbdiVJ 7.4 19

(2016-2018)
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59 tonservativelyJtreatedJtongenitalJyyperinsulinismJRtyzSJdueJtoJβWrTPJchannelJgeneJmutationskJ
reducingJseverityJoverJtimeXJOrphanetfJournalfoffRarefDiseasesVJ2016VJbbVJbgd 4.2 32

58 xeneticJcharacteristicsVJclinicalJspectrumVJandJincidenceJofJneonatalJdiabetesJinJtheJvmirateJofJ
rbuuhabiVJUnitedJrrabJvmiratesXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2016VJbhaVJgacWj 2.5 26

57 zsolatedJPancreaticJrplasiaJuueJtoJaJyypomorphicJPTwbrJMutationXJDiabetesVJ2016VJgfVJcibaWf 0.9 16

56 SuccessfulJtransferJtoJsulfonylureasJinJβtN bbJneonatalJdiabetesJisJdeterminedJbyJtheJmutationJ
andJdurationJofJdiabetesXJDiabetologiaVJ2016VJfjVJbbgcWg 10.3 54

55 TypeJbJuiabetesJxeneticJRiskJScorekJrJNovelJToolJtoJuiscriminateJMonogenicJandJTypeJbJuiabetesXJ
DiabetesVJ2016VJgfVJcajeWcajj 0.9 105

54 NeonatalJdiabetesJcausedJbyJaJhomozygousJβtN bbJmutationJdemonstratesJthatJtinyJchangesJinJ
rTPJsensitivityJmarkedlyJaffectJdiabetesJriskXJDiabetologiaVJ2016VJfjVJbedaWbedg 10.3 18

53
tlinicalJandJgeneticJfeaturesJofJrrgentinianJchildrenJwithJdiabetesWonsetJbeforeJbcmonthsJofJagekJ
SuccessfulJtransferJfromJinsulinJtoJoralJsulfonylureaXJDiabetesfResearchfandfClinicalfPracticeVJ2016VJ
bbhVJbaeWba

7.4 7

52 MonogenicJautoimmuneJdiseasesJofJtheJendocrineJsystemXJLancetfDiabetesfandfEndocrinologyttheVJ
2016VJeVJigcWhc 18.1 19

51 TheJeffectJofJearlyVJcomprehensiveJgenomicJtestingJonJclinicalJcareJinJneonatalJdiabeteskJanJ
internationalJcohortJstudyXJLancettfTheVJ2015VJdigVJjfhWgd 40 186

50
tlinicalJcharacteristicsJandJmolecularJgeneticJanalysisJofJccJpatientsJwithJneonatalJdiabetesJfromJ
theJSouthWvasternJregionJofJTurkeykJpredominanceJofJnonWβrTPJchannelJmutationsXJEuropeanf
JournalfoffEndocrinologyVJ2015VJbhcVJgjhWhaf

6.5 40

49 xenotypeJandJphenotypeJcorrelationsJinJzranianJpatientsJwithJhyperinsulinaemicJhypoglycaemiaXJ
BMCfResearchfNotesVJ2015VJiVJdfa 2.3 6

48 siallelicJRwXgJmutationsJcanJcauseJchildhoodJasJwellJasJneonatalJonsetJdiabetesJmellitusXJEuropeanf
JournalfoffHumanfGeneticsVJ2015VJcdVJbheeWi 5.3 24

47 NeonatalJdiabetesJinJUkrainekJincidenceVJgeneticsVJclinicalJphenotypeJandJtreatmentXJJournalfoff
PediatricfEndocrinologyfandfMetabolismVJ2015VJciVJbchjWig 1.6 25

46 rlternatingJhypoglycemiaJandJhyperglycemiaJinJaJtoddlerJwithJaJhomozygousJpXRbebjyJrsttiJ
mutationkJanJunusualJclinicalJpictureXJJournalfoffPediatricfEndocrinologyfandfMetabolismVJ2015VJciVJdefWfb1.6 6

45 rnemiaJinJaJthildJwithJueafnesskJseJVigilantJforJaJRareJtauseKXJIndianfJournalfoffHematologyfandf
BloodfTransfusionVJ2015VJdbVJdjeWf 0.7

44 zncreasedJplasmaJincretinJconcentrationsJidentifiesJaJsubsetJofJpatientsJwithJpersistentJcongenitalJ
hyperinsulinismJwithoutJβrTPJchannelJgeneJdefectsXJJournalfoffPediatricsVJ2015VJbggVJbjbWe 3.6 7

43 RecessiveJmutationsJinJaJdistalJPTwbrJenhancerJcauseJisolatedJpancreaticJagenesisXJNaturefGeneticsVJ
2014VJegVJgbWge 36.3 187

42 rctivatingJgermlineJmutationsJinJSTrTdJcauseJearlyWonsetJmultiWorganJautoimmuneJdiseaseXJNaturef
GeneticsVJ2014VJegVJibcWibe 36.3 328

Sarah E Flanagan

6



41 PermanentJneonatalJdiabetesJmisdiagnosedJasJtypeJbJdiabetesJinJaJciWyearWoldJfemalekJaJ
lifeWchangingJdiagnosisXJDiabetesfResearchfandfClinicalfPracticeVJ2014VJbagVJeccWe 7.4 1

40 SirolimusJtherapyJinJinfantsJwithJsevereJhyperinsulinemicJhypoglycemiaXJNewfEnglandfJournalfoff
MedicineVJ2014VJdhaVJbbdbWh 59.2 97

39 rnalysisJofJtranscriptionJfactorsJkeyJforJmouseJpancreaticJdevelopmentJestablishesJNβXcWcJandJ
MNXbJmutationsJasJcausesJofJneonatalJdiabetesJinJmanXJCellfMetabolismVJ2014VJbjVJbegWfe 24.6 102

38 LongWtermJfollowWupJofJchildrenJwithJcongenitalJhyperinsulinismJonJoctreotideJtherapyXJJournalfoff
ClinicalfEndocrinologyfandfMetabolismVJ2014VJjjVJdggaWh 5.6 42

37 PancreaticJendocrineJandJexocrineJfunctionJinJchildrenJfollowingJnearWtotalJpancreatectomyJforJ
diffuseJcongenitalJhyperinsulinismXJPLoSfONEVJ2014VJjVJejiafe 3.7 50

36 PhenotypicJseverityJofJhomozygousJxtβJmutationsJcausingJneonatalJorJchildhoodWonsetJdiabetesJisJ
primarilyJmediatedJthroughJeffectsJonJproteinJstabilityXJHumanfMolecularfGeneticsVJ2014VJcdVJgedcWea 5.6 30

35 xrTreJmutationsJareJaJcauseJofJneonatalJandJchildhoodWonsetJdiabetesXJDiabetesVJ2014VJgdVJciiiWje 0.9 80

34
NextWgenerationJsequencingJrevealsJdeepJintronicJcrypticJrsttiJandJyruyJsplicingJfounderJ
mutationsJcausingJhyperinsulinismJbyJpseudoexonJactivationXJAmericanfJournalfoffHumanfGeneticsVJ
2013VJjcVJbdbWg

11 66

33 tlinicalJandJmolecularJcharacterisationJofJdaaJpatientsJwithJcongenitalJhyperinsulinismXJEuropeanf
JournalfoffEndocrinologyVJ2013VJbgiVJffhWge 6.5 147

32 xrTrgJmutationsJcauseJaJbroadJphenotypicJspectrumJofJdiabetesJfromJpancreaticJagenesisJtoJ
adultWonsetJdiabetesJwithoutJexocrineJinsufficiencyXJDiabetesVJ2013VJgcVJjjdWh 0.9 104

31 PartialJrsttiJgeneJdeletionJmutationsJcausingJdiazoxideWunresponsiveJhyperinsulinaemicJ
hypoglycaemiaXJPediatricfDiabetesVJ2012VJbdVJcifWj 3.6 8

30 βrTPJchannelJmutationsJinJinfantsJwithJpermanentJdiabetesJdiagnosedJafterJgJmonthsJofJlifeXJ
PediatricfDiabetesVJ2012VJbdVJdccWf 3.6 49

29 tongenitalJhyperinsulinismkJmarkedJclinicalJheterogeneityJinJsiblingsJwithJidenticalJmutationsJinJtheJ
rsttiJgeneXJClinicalfEndocrinologyVJ2012VJhgVJdbcWd 3.4 8

28 TheJheterogeneityJofJfocalJformsJofJcongenitalJhyperinsulinismXJJournalfoffClinicalfEndocrinologyf
andfMetabolismVJ2012VJjhVJvjeWj 5.6 25

27 gejJrJtaseJofJPermanentJNeonatalJuiabetesJMellitusXJArchivesfoffDiseasefinfChildhoodVJ2012VJjhVJrbiiWrbii2.2

26 xrTrgJhaploinsufficiencyJcausesJpancreaticJagenesisJinJhumansXJNaturefGeneticsVJ2011VJeeVJcaWcc 36.3 195

25
tlinicalJcharacteristicsJofJrecessiveJandJdominantJcongenitalJhyperinsulinismJdueJtoJmutationRsSJinJ
theJrsttiYβtN bbJgenesJencodingJtheJrTPWsensitiveJpotasiumJchannelJinJtheJpancreaticJbetaJcellXJ
JournalfoffPediatricfEndocrinologyfandfMetabolismVJ2011VJceVJbabjWcd
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