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490 mFcommonFvariantFinFtheFrT{FgeneFisFassociatedFwithFbodyFmassFindexFandFpredisposesFtoF
childhoodFandFadultFobesityTFScienceRF2007RFYWbRFddeSeZ 33.3 3294

489 αeplicationFofFgenomeSwideFassociationFsignalsFinFUwFsamplesFrevealsFriskFlociFforFtypeFXFdiabetesTF
ScienceRF2007RFYWbRFWYYbSZW 33.3 1823

488 mctivatingFmutationsFinFtheFgeneFencodingFtheFmT}SsensitiveFpotassiumSchannelFsubunitFwirbTXFandF
permanentFneonatalFdiabetesTFNewUEnglandUJournalUofUMedicineRF2004RFYaVRFWdYdSZe 59.2 930

487 βwitchingFfromFinsulinFtoForalFsulfonylureasFinFpatientsFwithFdiabetesFdueFtoFwirbTXFmutationsTFNewU
EnglandUJournalUofUMedicineRF2006RFYaaRFZbcScc 59.2 740

486 yutationsFinFtheFglucokinaseFgeneFofFtheFfetusFresultFinFreducedFbirthFweightTFNatureUGeneticsRF
1998RFWeRFXbdScV 36.3 483

485 yaturitySonsetFdiabetesFofFtheFyoungFNy{pYOfFhowFmanyFcasesFareFweFmissingkTFDiabetologiaRF2010
RFaYRFXaVZSd 10.3 432

484 unsulinFgeneFmutationsFasFaFcauseFofFpermanentFneonatalFdiabetesTFProceedingsUofUtheUNationalU
AcademyUofUSciencesUofUtheUUnitedUStatesUofUAmericaRF2007RFWVZRFWaVZVSZ 11.5 426

483 typomethylationFofFmultipleFimprintedFlociFinFindividualsFwithFtransientFneonatalFdiabetesFisF
associatedFwithFmutationsFinFZr}acTFNatureUGeneticsRF2008RFZVRFeZeSaW 36.3 417

482 olinicalFimplicationsFofFaFmolecularFgeneticFclassificationFofFmonogenicFbetaScellFdiabetesTFNatureU
ClinicalUPracticeUEndocrinologyUandUMetabolismRF2008RFZRFXVVSWY 367

481 mctivatingFgermlineFmutationsFinFβTmTYFcauseFearlySonsetFmultiSorganFautoimmuneFdiseaseTFNatureU
GeneticsRF2014RFZbRFdWXSdWZ 36.3 328

480 UpdateFonFmutationsFinFglucokinaseFNsowORFwhichFcauseFmaturitySonsetFdiabetesFofFtheFyoungRF
permanentFneonatalFdiabetesRFandFhyperinsulinemicFhypoglycemiaTFHumanUMutationRF2009RFYVRFWaWXSXb 4.7 324

479 nestFpracticeFguidelinesFforFtheFmolecularFgeneticFdiagnosisFofFmaturitySonsetFdiabetesFofFtheF
youngTFDiabetologiaRF2008RFaWRFaZbSaY 10.3 311

478 yutationsFinFtheFhumanFdeltaFhomologueRFpxxYRFcauseFaxialFskeletalFdefectsFinFspondylocostalF
dysostosisTFNatureUGeneticsRF2000RFXZRFZYdSZW 36.3 308

477
unsulinFmutationFscreeningFinFWRVZZFpatientsFwithFdiabetesfFmutationsFinFtheFuzβFgeneFareFaFcommonF
causeFofFneonatalFdiabetesFbutFaFrareFcauseFofFdiabetesFdiagnosedFinFchildhoodForFadulthoodTF
DiabetesRF2008RFacRFWVYZSZX

0.9 299

476 yacrosomiaFandFhyperinsulinaemicFhypoglycaemiaFinFpatientsFwithFheterozygousFmutationsFinFtheF
tzrZmFgeneTFPLoSUMedicineRF2007RFZRFeWWd 11.6 279

475 yutationsFinFmT}SsensitiveFwQFchannelFgenesFcauseFtransientFneonatalFdiabetesFandFpermanentF
diabetesFinFchildhoodForFadulthoodTFDiabetesRF2007RFabRFWeYVSc 0.9 273

474 UsingFβurTFandF}oly}henFtoFpredictFlossSofSfunctionFandFgainSofSfunctionFmutationsTFGeneticUTestingU
andUMolecularUBiomarkersRF2010RFWZRFaYYSc 1.6 247
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473 mlagilleFsyndromefFpathogenesisRFdiagnosisFandFmanagementTFEuropeanUJournalUofUHumanUGeneticsRF
2012RFXVRFXaWSc 5.3 239

472 yutationsFinFhepatocyteFnuclearFfactorSWbetaFandFtheirFrelatedFphenotypesTFJournalUofUMedicalU
GeneticsRF2006RFZYRFdZSeV 5.8 236

471 yutationsFinFtheFhepatocyteFnuclearFfactorSWbetaFgeneFareFassociatedFwithFfamilialFhypoplasticF
glomerulocysticFkidneyFdiseaseTFAmericanUJournalUofUHumanUGeneticsRF2001RFbdRFXWeSXZ 11 227

470
}revalenceRFcharacteristicsFandFclinicalFdiagnosisFofFmaturityFonsetFdiabetesFofFtheFyoungFdueFtoF
mutationsFinFtzrWmRFtzrZmRFandFglucokinasefFresultsFfromFtheFβqmαotFforFpiabetesFinFYouthTF
JournalUofUClinicalUEndocrinologyUandUMetabolismRF2013RFedRFZVaaSbX

5.6 219

469 qffectiveFtreatmentFwithForalFsulfonylureasFinFpatientsFwithFdiabetesFdueFtoFsulfonylureaFreceptorFWF
NβUαWOFmutationsTFDiabetesUCareRF2008RFYWRFXVZSe 14.6 203

468 umprovedFgeneticFtestingFforFmonogenicFdiabetesFusingFtargetedFnextSgenerationFsequencingTF
DiabetologiaRF2013RFabRFWeadSbY 10.3 201

467 qxomeFsequencingFidentifiesFaFpYzoWtWFmutationFinFaFlargeFpedigreeFwithFdominantFaxonalF
oharcotSyarieSToothFdiseaseTFAmericanUJournalUofUHumanUGeneticsRF2011RFdeRFYVdSWX 11 199

466 smTmbFhaploinsufficiencyFcausesFpancreaticFagenesisFinFhumansTFNatureUGeneticsRF2011RFZZRFXVSXX 36.3 195

465 tzrWnFmutationsFassociateFwithFhypomagnesemiaFandFrenalFmagnesiumFwastingTFJournalUofUtheU
AmericanUSocietyUofUNephrologyyUJASNRF2009RFXVRFWWXYSYW 12.7 192

464 yutationsFinFwozvWWRFwhichFencodesFwirbTXRFareFaFcommonFcauseFofFdiabetesFdiagnosedFinFtheFfirstF
bFmonthsFofFlifeRFwithFtheFphenotypeFdeterminedFbyFgenotypeTFDiabetologiaRF2006RFZeRFWWeVSc 10.3 190

463 αecessiveFmutationsFinFaFdistalF}TrWmFenhancerFcauseFisolatedFpancreaticFagenesisTFNatureUGeneticsRF
2014RFZbRFbWSbZ 36.3 187

462 TheFeffectFofFearlyRFcomprehensiveFgenomicFtestingFonFclinicalFcareFinFneonatalFdiabetesfFanF
internationalFcohortFstudyTFLancetkUTheRF2015RFYdbRFeacSbY 40 186

461 }revalenceFofFvascularFcomplicationsFamongFpatientsFwithFglucokinaseFmutationsFandFprolongedRF
mildFhyperglycemiaTFJAMAUlUJournalUofUtheUAmericanUMedicalUAssociationRF2014RFYWWRFXceSdb 27.4 181

460
UpdateFofFmutationsFinFtheFgenesFencodingFtheFpancreaticFbetaScellFwNmT}OFchannelFsubunitsFwirbTXF
NwozvWWOFandFsulfonylureaFreceptorFWFNmnoodOFinFdiabetesFmellitusFandFhyperinsulinismTFHumanU
MutationRF2009RFYVRFWcVSdV

4.7 181

459 yissenseFmutationsFinFtheFinsulinFpromoterFfactorSWFgeneFpredisposeFtoFtypeFXFdiabetesTFJournalUofU
ClinicalUInvestigationRF1999RFWVZRFαYYSe 15.9 176

458 mFheterozygousFactivatingFmutationFinFtheFsulphonylureaFreceptorFβUαWFNmnoodOFcausesFneonatalF
diabetesTFHumanUMolecularUGeneticsRF2006RFWaRFWceYSdVV 5.6 175

457 TheFdevelopmentFandFvalidationFofFaFclinicalFpredictionFmodelFtoFdetermineFtheFprobabilityFofF
y{pYFinFpatientsFwithFyoungSonsetFdiabetesTFDiabetologiaRF2012RFaaRFWXbaScX 10.3 172

456 yolecularFgeneticsFandFphenotypicFcharacteristicsFofFy{pYFcausedFbyFhepatocyteFnuclearFfactorF
ZalphaFmutationsFinFaFlargeFquropeanFcollectionTFDiabetologiaRF2005RFZdRFdcdSda 10.3 170
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455 mFgeneticFdiagnosisFofFtzrWmFdiabetesFaltersFtreatmentFandFimprovesFglycaemicFcontrolFinFtheF
majorityFofFinsulinStreatedFpatientsTFDiabeticUMedicineRF2009RFXbRFZYcSZW 3.5 168

454 αelapsingFdiabetesFcanFresultFfromFmoderatelyFactivatingFmutationsFinFwozvWWTFHumanUMolecularU
GeneticsRF2005RFWZRFeXaSYZ 5.6 165

453 tzrWnSassociatedFrenalFandFextraSrenalFdiseaseSanFexpandingFclinicalFspectrumTFNatureUReviewsU
NephrologyRF2015RFWWRFWVXSWX 14.9 163

452 }ermanentFneonatalFdiabetesFcausedFbyFdominantRFrecessiveRForFcompoundFheterozygousFβUαWF
mutationsFwithFoppositeFfunctionalFeffectsTFAmericanUJournalUofUHumanUGeneticsRF2007RFdWRFYcaSdX 11 161

451 mFhighFprevalenceFofFglucokinaseFmutationsFinFgestationalFdiabeticFsubjectsFselectedFbyFclinicalF
criteriaTFDiabetologiaRF2000RFZYRFXaVSY 10.3 158

450 αecognitionFandFyanagementFofFundividualsFWithFtyperglycemiaFnecauseFofFaFteterozygousF
slucokinaseFyutationTFDiabetesUCareRF2015RFYdRFWYdYSeX 14.6 157

449 βtudiesFofFassociationFbetweenFtheFgeneFforFcalpainSWVFandFtypeFXFdiabetesFmellitusFinFtheFUnitedF
wingdomTFAmericanUJournalUofUHumanUGeneticsRF2001RFbeRFaZZSaX 11 154

448 }rospectiveFfunctionalFclassificationFofFallFpossibleFmissenseFvariantsFinF}}mαsTFNatureUGeneticsRF
2016RFZdRFWacVSWaca 36.3 149

447
αecessiveFmutationsFinFtheFuzβFgeneFresultFinFneonatalFdiabetesFthroughFreducedFinsulinF
biosynthesisTFProceedingsUofUtheUNationalUAcademyUofUSciencesUofUtheUUnitedUStatesUofUAmericaRF2010RF
WVcRFYWVaSWV

11.5 149

446 olinicalFandFmolecularFcharacterisationFofFYVVFpatientsFwithFcongenitalFhyperinsulinismTFEuropeanU
JournalUofUEndocrinologyRF2013RFWbdRFaacSbZ 6.5 147

445 yutationsFinFtheFgenesFencodingFtheFtranscriptionFfactorsFhepatocyteFnuclearFfactorFWFalphaF
NtzrWmOFandFZFalphaFNtzrZmOFinFmaturitySonsetFdiabetesFofFtheFyoungTFHumanUMutationRF2006RFXcRFdaZSbe4.7 137

444 oharacterizationFofFarylFhydrocarbonFreceptorFinteractingFproteinFNmu}OFmutationsFinFfamilialF
isolatedFpituitaryFadenomaFfamiliesTFHumanUMutationRF2010RFYWRFeaVSbV 4.7 136

443 uβ}mpFolinicalF}racticeFoonsensusFsuidelinesFXVWdfFTheFdiagnosisFandFmanagementFofFmonogenicF
diabetesFinFchildrenFandFadolescentsTFPediatricUDiabetesRF2018RFWeFβupplFXcRFZcSbY 3.6 136

442 uβ}mpFolinicalF}racticeFoonsensusFsuidelinesFXVWZTFTheFdiagnosisFandFmanagementFofFmonogenicF
diabetesFinFchildrenFandFadolescentsTFPediatricUDiabetesRF2014RFWaFβupplFXVRFZcSbZ 3.6 133

441 unsightsFintoFtheFbiochemicalFandFgeneticFbasisFofFglucokinaseFactivationFfromFnaturallyFoccurringF
hypoglycemiaFmutationsTFDiabetesRF2003RFaXRFXZYYSZV 0.9 133

440 mbnormalFnephronFdevelopmentFassociatedFwithFaFframeshiftFmutationFinFtheFtranscriptionFfactorF
hepatocyteFnuclearFfactorSWFbetaTFKidneyUInternationalRF2000RFacRFdedSeVc 9.9 132

439
teterogeneousFgeneticFbackgroundFofFtheFassociationFofFpheochromocytomaUparagangliomaFandF
pituitaryFadenomafFresultsFfromFaFlargeFpatientFcohortTFJournalUofUClinicalUEndocrinologyUandU
MetabolismRF2015RFWVVRFqaYWSZW

5.6 127

438 usletFautoantibodiesFcanFdiscriminateFmaturitySonsetFdiabetesFofFtheFyoungFNy{pYOFfromFTypeFWF
diabetesTFDiabeticUMedicineRF2011RFXdRFWVXdSYY 3.5 127
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437 tumanFotzWFmutationsFhyperactivateFalphaXSchimaerinFandFcauseFpuaneMsFretractionFsyndromeTF
ScienceRF2008RFYXWRFdYeSZY 33.3 126

436 yutatedFyqβ}XFcausesFspondylocostalFdysostosisFinFhumansTFAmericanUJournalUofUHumanUGeneticsRF
2004RFcZRFWXZeSaZ 11 124

435
tepatocyteFnuclearFfactorSWFbetaFmutationsFcauseFneonatalFdiabetesFandFintrauterineFgrowthF
retardationfFsupportFforFaFcriticalFroleFofFtzrSWbetaFinFhumanFpancreaticFdevelopmentTFDiabeticU
MedicineRF2006RFXYRFWYVWSb

3.5 123

434 orossSsectionalFandFlongitudinalFstudiesFsuggestFpharmacologicalFtreatmentFusedFinFpatientsFwithF
glucokinaseFmutationsFdoesFnotFalterFglycaemiaTFDiabetologiaRF2014RFacRFaZSb 10.3 122

433
βystematicFassessmentFofFetiologyFinFadultsFwithFaFclinicalFdiagnosisFofFyoungSonsetFtypeFXFdiabetesF
isFaFsuccessfulFstrategyFforFidentifyingFmaturitySonsetFdiabetesFofFtheFyoungTFDiabetesUCareRF2012RF
YaRFWXVbSWX

14.6 122

432 mu}FmutationFinFpituitaryFadenomasFinFtheFWdthFcenturyFandFtodayTFNewUEnglandUJournalUofUMedicine
RF2011RFYbZRFZYSaV 59.2 122

431 mnFinSframeFdeletionFatFtheFpolymeraseFactiveFsiteFofF}{xpWFcausesFaFmultisystemFdisorderFwithF
lipodystrophyTFNatureUGeneticsRF2013RFZaRFeZcSaV 36.3 120

430 mtypicalFfamilialFjuvenileFhyperuricemicFnephropathyFassociatedFwithFaFhepatocyteFnuclearF
factorSWbetaFgeneFmutationTFKidneyUInternationalRF2003RFbYRFWbZaSaW 9.9 120

429
yutationsFinFtheFgenesFencodingFtheFtranscriptionFfactorsFhepatocyteFnuclearFfactorFWFalphaFandFZF
alphaFinFmaturitySonsetFdiabetesFofFtheFyoungFandFhyperinsulinemicFhypoglycemiaTFHumanUMutation
RF2013RFYZRFbbeSda

4.7 119

428 βystematicF}opulationFβcreeningRFUsingFniomarkersFandFseneticFTestingRFudentifiesFXTaKFofFtheFUTwTF
}ediatricFpiabetesF}opulationFWithFyonogenicFpiabetesTFDiabetesUCareRF2016RFYeRFWdceSWddd 14.6 117

427 tomozygousFmutationsFinFzqUα{pWFareFresponsibleFforFaFnovelFsyndromeFofFpermanentFneonatalF
diabetesFandFneurologicalFabnormalitiesTFDiabetesRF2010RFaeRFXYXbSYW 0.9 116

426 xandscapeFofFramilialFusolatedFandFYoungS{nsetF}ituitaryFmdenomasfF}rospectiveFpiagnosisFinFmu}F
yutationFoarriersTFJournalUofUClinicalUEndocrinologyUandUMetabolismRF2015RFWVVRFqWXZXSaZ 5.6 115

425 }ermanentFzeonatalFpiabetesFandFqntericFmnendocrinosisFmssociatedFWithFniallelicFyutationsFinF
zqUα{sYTFDiabetesRF2011RFbVRFWYZeSaY 0.9 114

424 }ersistentFhyperinsulinemicFhypoglycemiaFandFmaturitySonsetFdiabetesFofFtheFyoungFdueFtoF
heterozygousFtzrZmFmutationsTFDiabetesRF2008RFacRFWbaeSbY 0.9 113

423 wozvWWFactivatingFmutationsFareFassociatedFwithFdevelopmentalFdelayRFepilepsyFandFneonatalF
diabetesFsyndromeFandFotherFneurologicalFfeaturesTFEuropeanUJournalUofUHumanUGeneticsRF2006RFWZRFdXZSYV5.3 110

422 teterozygousFmnoodFmutationsFareFaFcauseFofFy{pYTFDiabetologiaRF2012RFaaRFWXYSc 10.3 105

421 TypeFWFpiabetesFseneticFαiskFβcorefFmFzovelFToolFtoFpiscriminateFyonogenicFandFTypeFWFpiabetesTF
DiabetesRF2016RFbaRFXVeZSXVee 0.9 105

420 smTmbFmutationsFcauseFaFbroadFphenotypicFspectrumFofFdiabetesFfromFpancreaticFagenesisFtoF
adultSonsetFdiabetesFwithoutFexocrineFinsufficiencyTFDiabetesRF2013RFbXRFeeYSc 0.9 104
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419 βolitaryFfunctioningFkidneyFandFdiverseFgenitalFtractFmalformationsFassociatedFwithFhepatocyteF
nuclearFfactorSWbetaFmutationsTFKidneyUInternationalRF2002RFbWRFWXZYSaW 9.9 104

418 WolcottSαallisonFsyndromeFisFtheFmostFcommonFgeneticFcauseFofFpermanentFneonatalFdiabetesFinF
consanguineousFfamiliesTFJournalUofUClinicalUEndocrinologyUandUMetabolismRF2009RFeZRFZWbXScV 5.6 103

417 mnalysisFofFtranscriptionFfactorsFkeyFforFmouseFpancreaticFdevelopmentFestablishesFzwXXSXFandF
yzXWFmutationsFasFcausesFofFneonatalFdiabetesFinFmanTFCellUMetabolismRF2014RFWeRFWZbSaZ 24.6 102

416
usomersFofFtheFTorWFgeneFencodingFhepatocyteFnuclearFfactorSWFalphaFshowFdifferentialFexpressionF
inFtheFpancreasFandFdefineFtheFrelationshipFbetweenFmutationFpositionFandFclinicalFphenotypeFinF
monogenicFdiabetesTFHumanUMolecularUGeneticsRF2006RFWaRFXXWbSXZ

5.6 100

415 oontrastingFdiabetesFphenotypesFassociatedFwithFhepatocyteFnuclearFfactorSWalphaFandFSWbetaF
mutationsTFDiabetesUCareRF2004RFXcRFWWVXSc 14.6 99

414 αeferralFratesFforFdiagnosticFtestingFsupportFanFincidenceFofFpermanentFneonatalFdiabetesFinFthreeF
quropeanFcountriesFofFatFleastFWFinFXbVRVVVFliveFbirthsTFDiabetologiaRF2009RFaXRFWbdYSa 10.3 98

413 zoFdeteriorationFinFglycemicFcontrolFinFtzrSWalphaFmaturitySonsetFdiabetesFofFtheFyoungFfollowingF
transferFfromFlongStermFinsulinFtoFsulphonylureasTFDiabetesUCareRF2003RFXbRFYWeWSX 14.6 98

412 βirolimusFtherapyFinFinfantsFwithFsevereFhyperinsulinemicFhypoglycemiaTFNewUEnglandUJournalUofU
MedicineRF2014RFYcVRFWWYWSc 59.2 97

411 tepatocyteFnuclearFfactorFWFalphaFNtzrSWFalphaOFmutationsFinFmaturitySonsetFdiabetesFofFtheF
youngTFHumanUMutationRF2000RFWbRFYccSda 4.7 97

410 yaturityFonsetFdiabetesFofFtheFyoungfFidentificationFandFdiagnosisTFAnnalsUofUClinicalUBiochemistryRF
2013RFaVRFZVYSWa 2.2 96

409
UrinaryFoSpeptideFcreatinineFratioFisFaFpracticalFoutpatientFtoolFforFidentifyingFhepatocyteFnuclearF
factorFWS{alpha}UhepatocyteFnuclearFfactorFZS{alpha}FmaturitySonsetFdiabetesFofFtheFyoungFfromF
longSdurationFtypeFWFdiabetesTFDiabetesUCareRF2011RFYZRFXdbSeW

14.6 96

408 }regnancyFoutcomeFinFpatientsFwithFraisedFbloodFglucoseFdueFtoFaFheterozygousFglucokinaseFgeneF
mutationTFDiabeticUMedicineRF2009RFXbRFWZSd 3.5 94

407 yutationsFinFtheFgenesFencodingFtheFpancreaticFbetaScellFwmT}FchannelFsubunitsFwirbTXFNwozvWWOF
andFβUαWFNmnoodOFinFdiabetesFmellitusFandFhyperinsulinismTFHumanUMutationRF2006RFXcRFXXVSYW 4.7 93

406 txmFgenotypingFsupportsFaFnonautoimmuneFetiologyFinFpatientsFdiagnosedFwithFdiabetesFunderF
theFageFofFbFmonthsTFDiabetesRF2006RFaaRFWdeaSd 0.9 92

405 TheFVTWKFofFtheFpopulationFwithFglucokinaseFmonogenicFdiabetesFcanFbeFrecognizedFbyFclinicalF
characteristicsFinFpregnancyfFtheFmtlanticFpiabetesFinF}regnancyFcohortTFDiabetesUCareRF2014RFYcRFWXYVSb 14.6 90

404 olinicalFpresentationFofFbqXZFtransientFneonatalFdiabetesFmellitusFNbqXZFTzpyOFandF
genotypeSphenotypeFcorrelationFinFanFinternationalFcohortFofFpatientsTFDiabetologiaRF2013RFabRFcadSbX 10.3 90

403 netaScellFdysfunctionRFinsulinFsensitivityRFandFglycosuriaFprecedeFdiabetesFinFhepatocyteFnuclearF
factorSWalphaFmutationFcarriersTFDiabetesUCareRF2005RFXdRFWcaWSb 14.6 89

402 olinicalFheterogeneityFinFpatientsFwithFr{X}YFmutationsFpresentingFwithFpermanentFneonatalF
diabetesTFDiabetesUCareRF2009RFYXRFWWWSb 14.6 86

Sian Ellard

6



401
mctivatingFglucokinaseFNsowOFmutationsFasFaFcauseFofFmedicallyFresponsiveFcongenitalF
hyperinsulinismfFprevalenceFinFchildrenFandFcharacterisationFofFaFnovelFsowFmutationTFEuropeanU
JournalUofUEndocrinologyRF2008RFWaeRFXcSYZ

6.5 84

400 untrauterineFhyperglycemiaFisFassociatedFwithFanFearlierFdiagnosisFofFdiabetesFinFtzrSWalphaFgeneF
mutationFcarriersTFDiabetesUCareRF2002RFXaRFXXdcSeW 14.6 84

399 tepatocyteFnuclearFfactorSWbetafFaFnewFkindredFwithFrenalFcystsFandFdiabetesFandFgeneFexpressionF
inFnormalFhumanFdevelopmentTFJournalUofUtheUAmericanUSocietyUofUNephrologyyUJASNRF2001RFWXRFXWcaSXWdV12.7 84

398 UseFofFtbmWcFinFtheFidentificationFofFpatientsFwithFhyperglycaemiaFcausedFbyFaFglucokinaseF
mutationfFobservationalFcaseFcontrolFstudiesTFPLoSUONERF2013RFdRFebaYXb 3.7 83

397 βxoXmXFmutationsFcanFcauseFneonatalFdiabetesRFsuggestingFsxUTXFmayFhaveFaFroleFinFhumanFinsulinF
secretionTFDiabetologiaRF2012RFaaRFXYdWSa 10.3 82

396 qxtremeFphenotypicFdiversityFandFnonpenetranceFinFfamiliesFwithFtheFxyzmFgeneFmutationFαbZZoTF
AmericanUJournalUofUMedicalUGeneticskUPartUARF2008RFWZbmRFWaYVSZX 2.5 82

395
}revalenceFofFpermanentFneonatalFdiabetesFinFβlovakiaFandFsuccessfulFreplacementFofFinsulinFwithF
sulfonylureaFtherapyFinFwozvWWFandFmnoodFmutationFcarriersTFJournalUofUClinicalUEndocrinologyUandU
MetabolismRF2007RFeXRFWXcbSdX

5.6 82

394
}ermanentFneonatalFdiabetesFdueFtoFpaternalFgermlineFmosaicismFforFanFactivatingFmutationFofFtheF
wozvWWFseneFencodingFtheFwirbTXFsubunitFofFtheFbetaScellFpotassiumFadenosineFtriphosphateF
channelTFJournalUofUClinicalUEndocrinologyUandUMetabolismRF2004RFdeRFYeYXSa

5.6 82

393 smTmZFmutationsFareFaFcauseFofFneonatalFandFchildhoodSonsetFdiabetesTFDiabetesRF2014RFbYRFXdddSeZ 0.9 80

392 tepatocyteFnuclearFfactorSWbetaFgeneFdeletionsSSaFcommonFcauseFofFrenalFdiseaseTFNephrologyU
DialysisUTransplantationRF2008RFXYRFbXcSYa 4.3 79

391 petectionFofFanFyqzWFgeneFmutationFdependsFonFclinicalFfeaturesFandFsupportsFcurrentFreferralF
criteriaFforFdiagnosticFmolecularFgeneticFtestingTFClinicalUEndocrinologyRF2005RFbXRFWbeSca 3.4 79

390 βirolimusFtherapyFfollowingFsubtotalFpancreatectomyFinFneonatalFhyperinsulinemicFhypoglycaemiafF
aFcaseFreportTFInternationalUJournalUofUPediatricUEndocrinologyUfSpringergRF2015RFXVWaRF 1.5 78

389 sermlineForFsomaticFs}αWVWFduplicationFleadsFtoFXSlinkedFacrogigantismfFaFclinicoSpathologicalFandF
geneticFstudyTFActaUNeuropathologicaUCommunicationsRF2016RFZRFab 7.3 77

388
qffectivenessFandFsafetyFofFlongStermFtreatmentFwithFsulfonylureasFinFpatientsFwithFneonatalF
diabetesFdueFtoFwozvWWFmutationsfFanFinternationalFcohortFstudyTFLancetUDiabetesUandU
EndocrinologyktheRF2018RFbRFbYcSbZb

18.1 77

387 yostFpeopleFwithFlongSdurationFtypeFWFdiabetesFinFaFlargeFpopulationSbasedFstudyFareFinsulinF
microsecretorsTFDiabetesUCareRF2015RFYdRFYXYSd 14.6 76

386 tighSsensitivityFoα}FdiscriminatesFtzrWmSy{pYFfromFotherFsubtypesFofFdiabetesTFDiabetesUCareRF
2011RFYZRFWdbVSX 14.6 76

385 uncreasedFallScauseFandFcardiovascularFmortalityFinFmonogenicFdiabetesFasFaFresultFofFmutationsFinF
theFtzrWmFgeneTFDiabeticUMedicineRF2010RFXcRFWacSbW 3.5 76

384 unsightsFintoFtheFstructureFandFregulationFofFglucokinaseFfromFaFnovelFmutationFNVbXyORFwhichF
causesFmaturitySonsetFdiabetesFofFtheFyoungTFJournalUofUBiologicalUChemistryRF2005RFXdVRFWZWVaSWY 5.4 76

(2005-2008)
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383 tαzmFmethyltransferaseFhomologFgeneFTαyTWVmFmutationFinFyoungFonsetFdiabetesFandFprimaryF
microcephalyFinFhumansTFPLoSUGeneticsRF2013RFeRFeWVVYddd 6 75

382 zovelFsxuβYFmutationsFdemonstrateFanFextendedFmultisystemFphenotypeTFEuropeanUJournalUofU
EndocrinologyRF2011RFWbZRFZYcSZY 6.5 75

381 tighSdoseFglibenclamideFcanFreplaceFinsulinFtherapyFdespiteFtransitoryFdiarrheaFinFearlySonsetF
diabetesFcausedFbyFaFnovelFαXVWxFwirbTXFmutationTFDiabetesUCareRF2005RFXdRFcadSe 14.6 75

380 ooncordanceFofFassaysFdesignedFforFtheFquantificationFofFvmwXVbWcrfFaFmulticenterFstudyTF
HaematologicaRF2009RFeZRFYdSZa 6.6 74

379 udentifyingFhepaticFnuclearFfactorFWalphaFmutationsFinFchildrenFandFyoungFadultsFwithFaFclinicalF
diagnosisFofFtypeFWFdiabetesTFDiabetesUCareRF2003RFXbRFYYYSc 14.6 74

378 }olycysticFwidneyFpiseaseFwithFtyperinsulinemicFtypoglycemiaFoausedFbyFaF}romoterFyutationFinF
}hosphomannomutaseFXTFJournalUofUtheUAmericanUSocietyUofUNephrologyyUJASNRF2017RFXdRFXaXeSXaYe 12.7 73

377 }opulationSnasedFmssessmentFofFaFniomarkerSnasedFβcreeningF}athwayFtoFmidFpiagnosisFofF
yonogenicFpiabetesFinFYoungS{nsetF}atientsTFDiabetesUCareRF2017RFZVRFWVWcSWVXa 14.6 73

376
yicronucleusFassaysFusingFcytochalasinSblockedFyoxSaFcellsRFaFproprietaryFhumanFcellFlineF
expressingFfiveFhumanFcytochromesF}SZaVFandFmicrosomalFepoxideFhydrolaseTFMutagenesisRF1993RF
dRFYbYScX

2.8 71

375
TheFidentificationFofFaFαXVWtFmutationFinFwozvWWRFwhichFencodesFwirbTXRFandFsuccessfulFtransferFtoF
sustainedSreleaseFsulphonylureaFtherapyFinFaFsubjectFwithFneonatalFdiabetesfFevidenceFforF
heterogeneityFofFbetaFcellFfunctionFamongFcarriersFofFtheFαXVWtFmutationTFDiabetologiaRF2005RFZdRFWVXeSYW

10.3 69

374
TheFmutatedFhumanFgeneFencodingFhepatocyteFnuclearFfactorFWbetaFinhibitsFkidneyFformationFinF
developingFXenopusFembryosTFProceedingsUofUtheUNationalUAcademyUofUSciencesUofUtheUUnitedUStatesU
ofUAmericaRF2000RFecRFZbeaScVV

11.5 69

373
pistinctFmolecularFandFmorphogeneticFpropertiesFofFmutationsFinFtheFhumanFtzrWbetaFgeneFthatF
leadFtoFdefectiveFkidneyFdevelopmentTFJournalUofUtheUAmericanUSocietyUofUNephrologyyUJASNRF2003RF
WZRFXVYYSZW

12.7 68

372 piabetesFmellitusFinFneonatesFandFinfantsfFgeneticFheterogeneityRFclinicalFapproachFtoFdiagnosisRF
andFtherapeuticFoptionsTFHormoneUResearchUinUPaediatricsRF2013RFdVRFWYcSZb 3.3 67

371
zextSgenerationFsequencingFrevealsFdeepFintronicFcrypticFmnoodFandFtmptFsplicingFfounderF
mutationsFcausingFhyperinsulinismFbyFpseudoexonFactivationTFAmericanUJournalUofUHumanUGeneticsRF
2013RFeXRFWYWSb

11 66

370 TheFuseFofFgeneticallyFengineeredFVceFohineseFhamsterFculturesFexpressingFratFliverFoY}WmWRFWmXF
andFXnWFcpzmsFinFmicronucleusFassaysTFMutagenesisRF1991RFbRFZbWScV 2.8 66

369 typerinsulinismShyperammonaemiaFsyndromefFnovelFmutationsFinFtheFsxUpWFgeneFandF
genotypeSphenotypeFcorrelationsTFEuropeanUJournalUofUEndocrinologyRF2009RFWbWRFcYWSa 6.5 65

368 mFgeneFforFautosomalFrecessiveFspondylocostalFdysostosisFmapsFtoFWeqWYTWSqWYTYTFAmericanUJournalU
ofUHumanUGeneticsRF1999RFbaRFWcaSdX 11 65

367
YStydroxyacylScoenzymeFmFdehydrogenaseFdeficiencyFandFhyperinsulinemicFhypoglycemiafF
characterizationFofFaFnovelFmutationFandFsevereFdietaryFproteinFsensitivityTFJournalUofUClinicalU
EndocrinologyUandUMetabolismRF2009RFeZRFXXXWSa

5.6 64

366 yutationsFinFtheFyqβ}XFgeneFcauseFspondylothoracicFdysostosisUvarchoSxevinFsyndromeTFAmericanU
JournalUofUHumanUGeneticsRF2008RFdXRFWYYZSZW 11 64
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365 qntitiesFandFfrequencyFofFneonatalFdiabetesfFdataFfromFtheFdiabetesFdocumentationFandFqualityF
managementFsystemFNp}VOTFDiabeticUMedicineRF2010RFXcRFcVeSWX 3.5 63

364 WzTFβignalingF}erturbationsFUnderlieFtheFseneticFteterogeneityFofFαobinowFβyndromeTFAmericanU
JournalUofUHumanUGeneticsRF2018RFWVXRFXcSZY 11 61

363 uncidenceRFgeneticsRFandFclinicalFphenotypeFofFpermanentFneonatalFdiabetesFmellitusFinFnorthwestF
βaudiFmrabiaTFPediatricUDiabetesRF2012RFWYRFZeeSaVa 3.6 60

362 }ermanentFneonatalFdiabetesFdueFtoFactivatingFmutationsFinFmnoodFandFwozvWWTFReviewsUinU
EndocrineUandUMetabolicUDisordersRF2010RFWWRFWeYSd 10.5 60

361 oongenitalFTitinopathyfFoomprehensiveFcharacterizationFandFpathogenicFinsightsTFAnnalsUofU
NeurologyRF2018RFdYRFWWVaSWWXZ 9.4 59

360 teterozygousFαrXbFproteinFtruncatingFvariantsFareFassociatedFwithFy{pYFwithFreducedF
penetranceTFNatureUCommunicationsRF2017RFdRFddd 17.4 57

359 TheFtzrZmFαcbWFmutationFcausesFatypicalFdominantFranconiFsyndromeFinFadditionFtoFaF˛†FcellF
phenotypeTFJournalUofUMedicalUGeneticsRF2014RFaWRFWbaSe 5.8 57

358 pominantFqαFβtressSunducingFyutationsFUnderlieFaFseneticFβyndromeFofFzeonatalUunfancyS{nsetF
piabetesRFoongenitalFβensorineuralFpeafnessRFandFoongenitalFoataractsTFDiabetesRF2017RFbbRFXVZZSXVaY 0.9 56

357 yutationsFatFtheFsameFresidueFNαaVOFofFwirbTXFNwozvWWOFthatFcauseFneonatalFdiabetesFproduceF
differentFfunctionalFeffectsTFDiabetesRF2006RFaaRFWcVaSWX 0.9 56

356 mFmissenseFmutationFinFtheFhepatocyteFnuclearFfactorFZFalphaFgeneFinFaFUwFpedigreeFwithF
maturitySonsetFdiabetesFofFtheFyoungTFDiabetologiaRF1997RFZVRFdaeSbX 10.3 55

355 TheFdiabeticFphenotypeFinFtzrZmFmutationFcarriersFisFmoderatedFbyFtheFexpressionFofFtzrZmF
isoformsFfromFtheF}WFpromoterFduringFfetalFdevelopmentTFDiabetesRF2008RFacRFWcZaSaX 0.9 55

354 mFgenomeSwideFscanFinFfamiliesFwithFmaturitySonsetFdiabetesFofFtheFyoungfFevidenceFforFfurtherF
geneticFheterogeneityTFDiabetesRF2003RFaXRFdcXSdW 0.9 55

353 }artialFandFwholeFgeneFdeletionFmutationsFofFtheFsowFandFtzrWmFgenesFinFmaturitySonsetFdiabetesF
ofFtheFyoungTFDiabetologiaRF2007RFaVRFXYWYSc 10.3 54

352 βuccessfulFtransferFtoFsulfonylureasFinFwozvWWFneonatalFdiabetesFisFdeterminedFbyFtheFmutationF
andFdurationFofFdiabetesTFDiabetologiaRF2016RFaeRFWWbXSb 10.3 54

351 qxpandingFtheFolinicalFβpectrumFmssociatedFWithFsxuβYFyutationsTFJournalUofUClinicalUEndocrinologyU
andUMetabolismRF2015RFWVVRFqWYbXSe 5.6 53

350 oXdXYFmutationFinFtrqFNhaemochromatosisOFgeneFandFtypeFXFdiabetesTFLancetkUTheRF1998RFYaWRFWeYYSZ 40 53

349 αesponseFtoFtreatmentFwithFrosiglitazoneFinFfamilialFpartialFlipodystrophyFdueFtoFaFmutationFinFtheF
xyzmFgeneTFDiabeticUMedicineRF2003RFXVRFdXYSc 3.5 53

348
oellularFandFchromosomalFhypersensitivityFtoFpzmFcrosslinkingFagentsFandFtopoisomeraseF
inhibitorsFinFtheFradiosensitiveFohineseFhamsterFirsFmutantsfFphenotypicFsimilaritiesFtoFataxiaF
telangiectasiaFandFranconiMsFanaemiaFcellsTFCarcinogenesisRF1993RFWZRFXZdcSeZ

4.6 52

(1993-2010)
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347 }itfallsFofFhaplotypeFphasingFfromFampliconSbasedFlongSreadFsequencingTFScientificUReportsRF2016RFbRFXWcZb4.9 52

346 }ancreaticFendocrineFandFexocrineFfunctionFinFchildrenFfollowingFnearStotalFpancreatectomyFforF
diffuseFcongenitalFhyperinsulinismTFPLoSUONERF2014RFeRFeedVaZ 3.7 50

345 qtiologicalFinvestigationFofFdiabetesFinFyoungFadultsFpresentingFwithFapparentFtypeFXFdiabetesTF
DiabetesUCareRF2003RFXbRFXVddSeY 14.6 50

344 TheFgeneralizedFaminoaciduriaFseenFinFpatientsFwithFhepatocyteFnuclearFfactorSWalphaFmutationsFisF
aFfeatureFofFallFpatientsFwithFdiabetesFandFisFassociatedFwithFglucosuriaTFDiabetesRF2001RFaVRFXVZcSaX 0.9 50

343 oonfirmationFofFlinkageFofFpuaneMsFsyndromeFandFrefinementFofFtheFdiseaseFlocusFtoFanFdTdScyF
intervalFonFchromosomeFXqYWTFHumanUGeneticsRF2000RFWVbRFbYbSd 6.3 50

342 wmT}FchannelFmutationsFinFinfantsFwithFpermanentFdiabetesFdiagnosedFafterFbFmonthsFofFlifeTF
PediatricUDiabetesRF2012RFWYRFYXXSa 3.6 49

341 mnFmnoodFgeneFmutationFandFmosaicFuniparentalFisodisomyFresultingFinFatypicalFdiffuseFcongenitalF
hyperinsulinismTFDiabetesRF2008RFacRFXaeSbY 0.9 49

340 }redictiveFgeneticFtestingFinFmaturitySonsetFdiabetesFofFtheFyoungFNy{pYOTFDiabeticUMedicineRF2001RF
WdRFZWcSXW 3.5 49

339 }ermanentFneonatalFdiabetesFinFanFmsianFinfantTFJournalUofUPediatricsRF2005RFWZbRFWYWSY 3.6 48

338 piagnosisFofFlethalForFprenatalSonsetFautosomalFrecessiveFdisordersFbyFparentalFexomeFsequencingTF
PrenatalUDiagnosisRF2018RFYdRFYYSZY 3.2 47

337 srowthFinF}tqXSassociatedFXSlinkedFhypophosphatemicFricketsfFtheFimportanceFofFearlyFtreatmentTF
PediatricUNephrologyRF2012RFXcRFadWSd 3.2 47

336 ohildhoodFpresentationFofFo{xZmWFmutationsTFDevelopmentalUMedicineUandUChildUNeurologyRF2012RF
aZRFabeScZ 3.3 47

335
uncreasedFmT}aseFactivityFproducedFbyFmutationsFatFarginineSWYdVFinFnucleotideSbindingFdomainFXF
ofFmnoodFcausesFneonatalFdiabetesTFProceedingsUofUtheUNationalUAcademyUofUSciencesUofUtheUUnitedU
StatesUofUAmericaRF2007RFWVZRFWdeddSeX

11.5 47

334 rrequentFoccurrenceFofFanFintronFZFmutationFinFmultipleFendocrineFneoplasiaFtypeFWTFJournalUofU
ClinicalUEndocrinologyUandUMetabolismRF2002RFdcRFXbddSeY 5.6 47

333 mnFexomeFsequencingFstrategyFtoFdiagnoseFlethalFautosomalFrecessiveFdisordersTFEuropeanUJournalU
ofUHumanUGeneticsRF2015RFXYRFZVWSZ 5.3 46

332 {riginFofFdeFnovoFwozvWWFmutationsFandFriskFofFneonatalFdiabetesFforFsubsequentFsiblingsTFJournalU
ofUClinicalUEndocrinologyUandUMetabolismRF2007RFeXRFWccYSc 5.6 46

331 mctivatingFmutationsFinFtheFwozvWWFgeneFencodingFtheFmT}SsensitiveFwQFchannelFsubunitFwirbTXFareF
rareFinFclinicallyFdefinedFtypeFWFdiabetesFdiagnosedFbeforeFXFyearsTFDiabetesRF2004RFaYRFXeedSYVVW 0.9 46

330 yutationsFinFhepatocyteFnuclearFfactorFWbetaFareFnotFaFcommonFcauseFofFmaturitySonsetFdiabetesF
ofFtheFyoungFinFtheFUTwTFDiabetesRF1998RFZcRFWWaXSZ 0.9 46
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329 missenseFmutationFcausesFfamilialFinsulinomatosisFandFdiabetesFmellitusTFProceedingsUofUtheU
NationalUAcademyUofUSciencesUofUtheUUnitedUStatesUofUAmericaRF2018RFWWaRFWVXcSWVYX 11.5 45

328 }ersistentlyFautoantibodyFnegativeFN}mzOFtypeFWFdiabetesFmellitusFinFchildrenTFPediatricUDiabetesRF
2011RFWXRFWZXSe 3.6 44

327
senomeSwideFhomozygosityFanalysisFrevealsFtmptFmutationsFasFaFcommonFcauseFofF
diazoxideSresponsiveFhyperinsulinemicShypoglycemiaFinFconsanguineousFpedigreesTFJournalUofU
ClinicalUEndocrinologyUandUMetabolismRF2011RFebRFqZedSaVX

5.6 44

326 yutationsFinFtheFVzTαFofFtheFcarboxylSesterFlipaseFgeneFNoqxOFareFaFrareFcauseFofFmonogenicF
diabetesTFHumanUGeneticsRF2010RFWXcRFaaSbZ 6.3 44

325 yessengerFαzmFtranscriptsFofFtheFhepatocyteFnuclearFfactorSWalphaFgeneFcontainingFprematureF
terminationFcodonsFareFsubjectFtoFnonsenseSmediatedFdecayTFDiabetesRF2004RFaYRFaVVSZ 0.9 44

324 αecessiveFβxoWemXFmutationsFareFaFcauseFofFneonatalFdiabetesFmellitusFinFthiamineSresponsiveF
megaloblasticFanaemiaTFPediatricUDiabetesRF2012RFWYRFYWZSXW 3.6 43

323 xongStermFfollowSupFofFchildrenFwithFcongenitalFhyperinsulinismFonFoctreotideFtherapyTFJournalUofU
ClinicalUEndocrinologyUandUMetabolismRF2014RFeeRFYbbVSc 5.6 42

322 uncidenceFofFneonatalFdiabetesFinFmustriaScalculationFbasedFonFtheFmustrianFpiabetesFαegisterTF
PediatricUDiabetesRF2010RFWWRFWdSXY 3.6 42

321 }ermanentFneonatalFdiabetesFmellitusfFprevalenceFandFgeneticFdiagnosisFinFtheFβqmαotFforF
piabetesFinFYouthFβtudyTFPediatricUDiabetesRF2013RFWZRFWcZSdV 3.6 42

320 TheFpositionFofFprematureFterminationFcodonsFinFtheFhepatocyteFnuclearFfactorFSWFbetaFgeneF
determinesFsusceptibilityFtoFnonsenseSmediatedFdecayTFHumanUGeneticsRF2005RFWWdRFXWZSXZ 6.3 42

319 ohromosomeFWcqWXFmicrodeletionsFbutFnotFintragenicFtzrWnFmutationsFlinkFdevelopmentalFkidneyF
diseaseFandFpsychiatricFdisorderTFKidneyUInternationalRF2016RFeVRFXVYSWW 9.9 42

318 mntenatalFdiagnosisFofFfetalFgenotypeFdeterminesFifFmaternalFhyperglycemiaFdueFtoFaFglucokinaseF
mutationFrequiresFtreatmentTFDiabetesUCareRF2012RFYaRFWdYXSZ 14.6 41

317 }rematureFbirthFandFlowFbirthFweightFassociatedFwithFnonautoimmuneFhyperthyroidismFdueFtoFanF
activatingFthyrotropinFreceptorFgeneFmutationTFClinicalUEndocrinologyRF2004RFbVRFcWWSd 3.4 41

316
olinicalFcharacteristicsFandFmolecularFgeneticFanalysisFofFXXFpatientsFwithFneonatalFdiabetesFfromF
theFβouthSqasternFregionFofFTurkeyfFpredominanceFofFnonSwmT}FchannelFmutationsTFEuropeanU
JournalUofUEndocrinologyRF2015RFWcXRFbecScVa

6.5 40

315 }ermanentFneonatalFdiabetesFmellitusFcausedFbyFaFnovelFhomozygousFNTWbdmOFglucokinaseFNsowOF
mutationfFinitialFresponseFtoForalFsulphonylureaFtherapyTFJournalUofUPediatricsRF2008RFWaYRFWXXSb 3.6 40

314 ThreeFnovelFmutationsFinFwurXWmFhighlightFtheFimportanceFofFtheFthirdFcoiledScoilFstalkFdomainFinF
theFetiologyFofForq{yWTFBMCUGeneticsRF2007RFdRFXb 2.6 40

313 αecessivelyFunheritedFyutationsFoauseFmutoimmunityF}resentingFasFzeonatalFpiabetesTFDiabetesRF
2017RFbbRFXYWbSXYXX 0.9 39

312
yutationsFinFtheFhepatocyteFnuclearFfactorSW˛†FNtzrWnOFgeneFareFcommonFwithFcombinedFuterineF
andFrenalFmalformationsFbutFareFnotFfoundFwithFisolatedFuterineFmalformationsTFAmericanUJournalU
ofUObstetricsUandUGynecologyRF2010RFXVYRFYbZTeWSa

6.4 39

(2010-2018)

11



311 mnFinvestigationFintoFtheFactivationFandFdeactivationFofFchlorinatedFhydrocarbonsFtoFgenotoxinsFinF
metabolicallyFcompetentFhumanFcellsTFMutagenesisRF1996RFWWRFXZcScZ 2.8 39

310 }arentSoffspringFtriosfFaFresourceFtoFfacilitateFtheFidentificationFofFtypeFXFdiabetesFgenesTFDiabetesRF
1999RFZdRFXZcaSe 0.9 39

309 teterogeneityFinFyoungFadultFonsetFdiabetesfFaetiologyFaltersFclinicalFcharacteristicsTFDiabeticU
MedicineRF2002RFWeRFcadSbW 3.5 38

308
mFUwFnationwideFprospectiveFstudyFofFtreatmentFchangeFinFy{pYfFgeneticFsubtypeFandFclinicalF
characteristicsFpredictFoptimalFglycaemicFcontrolFafterFdiscontinuingFinsulinFandFmetforminTF
DiabetologiaRF2018RFbWRFXaXVSXaXc

10.3 38

307 UpdateFofFvariantsFidentifiedFinFtheFpancreaticF˛†ScellFwFchannelFgenesFwozvWWFandFmnoodFinF
individualsFwithFcongenitalFhyperinsulinismFandFdiabetesTFHumanUMutationRF2020RFZWRFddZSeVa 4.7 37

306 niallelicF}pXWFNinsulinFpromoterFfactorFWOFmutationsFcausingFneonatalFdiabetesFwithoutFexocrineF
pancreaticFinsufficiencyTFDiabeticUMedicineRF2013RFYVRFeWecSXVV 3.5 37

305 oharacteristicsFofFmaturityFonsetFdiabetesFofFtheFyoungFinFaFlargeFdiabetesFcenterTFPediatricU
DiabetesRF2016RFWcRFYbVSc 3.6 36

304 nloodFαzmFanalysisFcanFincreaseFclinicalFdiagnosticFrateFandFresolveFvariantsFofFuncertainF
significanceTFGeneticsUinUMedicineRF2020RFXXRFWVVaSWVWZ 8.1 35

303
mbsenceFofFusletFmutoantibodiesFandFyodestlyFαaisedFslucoseFValuesFatFpiabetesFpiagnosisFβhouldF
xeadFtoFTestingFforFy{pYfFxessonsFrromFaFaSYearF}ediatricFβwedishFzationalFoohortFβtudyTF
DiabetesUCareRF2020RFZYRFdXSde

14.6 35

302 olinicalFcharacterizationFofFaFnewlyFdescribedFneonatalFdiabetesFsyndromeFcausedFbyFαrXbF
mutationsTFAmericanUJournalUofUMedicalUGeneticskUPartUARF2011RFWaamRFXdXWSa 2.5 35

301 WholeFgeneFdeletionFofFtheFhepatocyteFnuclearFfactorSWbetaFgeneFinFaFpatientFwithFtheFpruneSbellyF
syndromeTFNephrologyUDialysisUTransplantationRF2008RFXYRFXZWXSa 4.3 35

300 βomaticFs}αWVWFpuplicationFoausingFXSxinkedFmcrogigantismFNXxmsOSpiagnosisFandFyanagementTF
JournalUofUClinicalUEndocrinologyUandUMetabolismRF2016RFWVWRFWeXcSYV 5.6 34

299 mdjacentFmutationsFinFtheFgatingFloopFofFwirbTXFproduceFneonatalFdiabetesFandFhyperinsulinismTF
EMBOUMolecularUMedicineRF2009RFWRFWbbScc 12 34

298
mFfurtherFexampleFofFaFdistinctiveFautosomalFrecessiveFsyndromeFcomprisingFneonatalFdiabetesF
mellitusRFintestinalFatresiasFandFgallFbladderFagenesisTFAmericanUJournalUofUMedicalUGeneticskUPartUARF
2008RFWZbmRFWcWYSc

2.5 34

297 ZVFqmβpFmnnualFyeetingFofFtheFquropeanFmssociationFforFtheFβtudyFofFpiabetesFfFyunichRFsermanyRF
aSeFβeptemberFXVVZTFDiabetologiaRF2004RFZcRFmWSmZbZ 10.3 34

296 WVVRVVVFsenomesF}ilotFonFαareSpiseaseFpiagnosisFinFtealthFoareFSF}reliminaryFαeportTFNewUEnglandU
JournalUofUMedicineRF2021RFYdaRFWdbdSWddV 59.2 34

295
zextFgenerationFsequencingFofFchromosomalFrearrangementsFinFpatientsFwithFsplitShandUsplitSfootF
malformationFprovidesFevidenceFforFpYzoWuWFexonicFenhancersFofFpxXaUbFexpressionFinFhumansTF
JournalUofUMedicalUGeneticsRF2014RFaWRFXbZSc

5.8 33

294 mnalysisFofFgrossFdeletionsFinFtheFyqzWFgeneFinFpatientsFwithFmultipleFendocrineFneoplasiaFtypeFWTF
ClinicalUEndocrinologyRF2008RFbdRFYaVSZ 3.4 33

Sian Ellard

12



293 oonservativelyFtreatedFoongenitalFtyperinsulinismFNotuOFdueFtoFwSmT}FchannelFgeneFmutationsfF
reducingFseverityFoverFtimeTFOrphanetUJournalUofURareUDiseasesRF2016RFWWRFWbY 4.2 32

292 mFmodifiedFprotocolFforFtheFcytochalasinFnFinFvitroFmicronucleusFassayFusingFwholeFhumanFbloodForF
separatedFlymphocyteFculturesTFMutagenesisRF1993RFdRFYWcSXV 2.8 32

291
qxomeFsequencingFrevealsFaFdeFnovoF}{xpWFmutationFcausingFphenotypicFvariabilityFinFmandibularF
hypoplasiaRFdeafnessRFprogeroidFfeaturesRFandFlipodystrophyFsyndromeFNyp}xOTFMetabolismyUClinicalU
andUExperimentalRF2017RFcWRFXWYSXXa

12.7 31

290 zmpN}OtXFdehydrataseFNzmXpOFdeficiencyfFaFnovelFneurodegenerativeFdisorderFexacerbatedFbyF
febrileFillnessesTFBrainRF2019RFWZXRFaVSad 11.2 31

289 }henotypicFseverityFofFhomozygousFsowFmutationsFcausingFneonatalForFchildhoodSonsetFdiabetesFisF
primarilyFmediatedFthroughFeffectsFonFproteinFstabilityTFHumanUMolecularUGeneticsRF2014RFXYRFbZYXSZV 5.6 30

288 xipoproteinFcompositionFinFtzrWmSy{pYfFdifferentiatingFbetweenFtzrWmSy{pYFandFtypeFXF
diabetesTFClinicaUChimicaUActaRF2012RFZWYRFeXcSYX 6.2 30

287 olinicalFandFmolecularFcharacterisationFofFhyperinsulinaemicFhypoglycaemiaFinFinfantsFbornF
smallSforSgestationalFageTFArchivesUofUDiseaseUinUChildhoodyUFetalUandUNeonatalUEditionRF2013RFedRFrYabSd 4.7 30

286 yutationsFinFtheFmnoodFNβUαWFsubunitFofFtheFwNmT}OFchannelOFgeneFareFassociatedFwithFaFvariableF
clinicalFphenotypeTFClinicalUEndocrinologyRF2009RFcWRFYadSbX 3.4 30

285
βevereFintrauterineFgrowthFretardationFandFatypicalFdiabetesFassociatedFwithFaFtranslocationF
breakpointFdisruptingFregulationFofFtheFinsulinSlikeFgrowthFfactorFXFgeneTFJournalUofUClinicalU
EndocrinologyUandUMetabolismRF2008RFeYRFZYcYSdV

5.6 30

284 mbnormalFsplicingFofFhepatocyteFnuclearFfactorSWFbetaFinFtheFrenalFcystsFandFdiabetesFsyndromeTF
DiabetologiaRF2004RFZcRFeYcSZX 10.3 30

283 moqFgeneFpolymorphismFasFaFprognosticFindicatorFinFpatientsFwithFtypeFXFdiabetesFandFestablishedF
renalFdiseaseTFDiabetesUCareRF2001RFXZRFXWWaSXV 14.6 29

282 TheFoommonFpTαWWZWFtzrZmFyutationFoausesFaFpistinctFolinicalFβubtypeFofFyonogenicFpiabetesTF
DiabetesRF2016RFbaRFYXWXSc 0.9 29

281
mFβpecificFoz{TWFyutationFαesultsFinFaFzovelFβyndromeFofF}ancreaticFmgenesisFandF
toloprosencephalyFthroughFumpairedF}ancreaticFandFzeurologicalFpevelopmentTFAmericanUJournalU
ofUHumanUGeneticsRF2019RFWVZRFedaSede

11 28

280
udentificationFofFaFnovelFbetaScellFglucokinaseFNsowOFpromoterFmutationFNScWsjoOFthatFmodulatesF
sowFgeneFexpressionFthroughFlossFofFalleleSspecificFβpWFbindingFcausingFmildFfastingFhyperglycemiaF
inFhumansTFDiabetesRF2009RFadRFWeXeSYa

0.9 28

279 βulfonylureaFtreatmentFinFyoungFchildrenFwithFneonatalFdiabetesfFdealingFwithFhyperglycemiaRF
hypoglycemiaRFandFsickFdaysTFDiabetesUCareRF2007RFYVRFeXdSe 14.6 28

278 slucokinaseFmutationsFinFaFphenotypicallyFselectedFmultiethnicFgroupFofFwomenFwithFaFhistoryFofF
gestationalFdiabetesTFDiabeticUMedicineRF2001RFWdRFbdYSZ 3.5 28

277 tzrWnFdeletionsFinFpatientsFwithFyoungSonsetFdiabetesFbutFnoFknownFrenalFdiseaseTFDiabeticU
MedicineRF2013RFYVRFWWZSc 3.5 27

276 olinicalFandFhistologicalFheterogeneityFofFcongenitalFhyperinsulinismFdueFtoFpaternallyFinheritedF
heterozygousFmnoodUwozvWWFmutationsTFEuropeanUJournalUofUEndocrinologyRF2014RFWcWRFbdaSea 6.5 27

(2014-2016)
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275 seneticFcharacteristicsRFclinicalFspectrumRFandFincidenceFofFneonatalFdiabetesFinFtheFqmirateFofF
mbuphabiRFUnitedFmrabFqmiratesTFAmericanUJournalUofUMedicalUGeneticskUPartUARF2016RFWcVRFbVXSe 2.5 26

274 xeucineSsensitiveFhyperinsulinaemicFhypoglycaemiaFinFpatientsFwithFlossFofFfunctionFmutationsFinF
YStydroxyacylSoomFpehydrogenaseTFOrphanetUJournalUofURareUDiseasesRF2012RFcRFXa 4.2 26

273 ramilialFfocalFcongenitalFhyperinsulinismTFJournalUofUClinicalUEndocrinologyUandUMetabolismRF2011RF
ebRFXZSd 5.6 26

272
mFrapidFscreeningFmethodFforFhepatocyteFnuclearFfactorFWFalphaFframeshiftFmutationsgFprevalenceF
inFmaturitySonsetFdiabetesFofFtheFyoungFandFlateSonsetFnonSinsulinFdependentFdiabetesTFHumanU
GeneticsRF1997RFWVWRFYaWSZ

6.3 26

271 mFfamilyFwithFaFnovelFTβtFreceptorFactivatingFgermlineFmutationFNpTmlaZdaValOTFEuropeanUJournalUofU
PediatricsRF2008RFWbcRFWXYWSc 4.1 26

270 mllelicFdropSoutFinFexonFXFofFtheFhepatocyteFnuclearFfactorSWalphaFgeneFhindersFtheFidentificationFofF
mutationsFinFthreeFfamiliesFwithFmaturitySonsetFdiabetesFofFtheFyoungTFDiabetesRF1999RFZdRFeXWSY 0.9 26

269 seneticFtestingFforFglucokinaseFmutationsFinFclinicallyFselectedFpatientsFwithFy{pYfFaFworthwhileF
investmentTFSwissUMedicalUWeeklyRF2005RFWYaRFYaXSb 3.1 26

268 zeonatalFdiabetesFinFUkrainefFincidenceRFgeneticsRFclinicalFphenotypeFandFtreatmentTFJournalUofU
PediatricUEndocrinologyUandUMetabolismRF2015RFXdRFWXceSdb 1.6 25

267 }olygenicFriskFvariantsFforFtypeFXFdiabetesFsusceptibilityFmodifyFageFatFdiagnosisFinFmonogenicF
tzrWmFdiabetesTFDiabetesRF2010RFaeRFXbbScW 0.9 25

266 TheFheterogeneityFofFfocalFformsFofFcongenitalFhyperinsulinismTFJournalUofUClinicalUEndocrinologyU
andUMetabolismRF2012RFecRFqeZSe 5.6 25

265 }ermanentFneonatalFdiabetesfFdifferentFaetiologyFinFmrabsFcomparedFtoFquropeansTFArchivesUofU
DiseaseUinUChildhoodRF2012RFecRFcXWSY 2.2 25

264 TranscriptionFfactorFtzrWbetaFandFnovelFpartnersFaffectFnephrogenesisTFKidneyUInternationalRF2008RF
cZRFXWVSc 9.9 25

263 mFwirbTXFmutationFcausingFsevereFfunctionalFeffectsFinFvitroFproducesFneonatalFdiabetesFwithoutFtheF
expectedFneurologicalFcomplicationsTFDiabetologiaRF2008RFaWRFdVXSWV 10.3 25

262
yaturitySonsetFdiabetesFofFtheFyoungFcausedFbyFaFbalancedFtranslocationFwhereFtheFXVqWXFbreakF
pointFresultsFinFdisruptionFupstreamFofFtheFcodingFregionFofFhepatocyteFnuclearFfactorSZalphaF
NtzrZmOFgeneTFDiabetesRF2002RFaWRFXYXeSYY

0.9 25

261
UseFofFmulticolourFchromosomeFpaintingFtoFidentifyFchromosomalFrearrangementsFinFhumanF
lymphocytesFexposedFtoFbleomycinfFaFcomparisonFwithFconventionalFcytogeneticFanalysisFofF
siemsaSstainedFchromosomesTFEnvironmentalUandUMolecularUMutagenesisRF1995RFXbRFZZSaZ

3.2 25

260 niallelicFαrXbFmutationsFcanFcauseFchildhoodFasFwellFasFneonatalFonsetFdiabetesFmellitusTFEuropeanU
JournalUofUHumanUGeneticsRF2015RFXYRFWcZZSd 5.3 24

259
Tα}VbFcompoundFheterozygousFvariantsFresultFinFimpairedFplacentalFcalciumFtransportFandFsevereF
undermineralizationFandFdysplasiaFofFtheFfetalFskeletonTFAmericanUJournalUofUMedicalUGeneticskUPartU
ARF2018RFWcbRFWeaVSWeaa

2.5 24

258 zeurogeninFYFisFimportantFbutFnotFessentialFforFpancreaticFisletFdevelopmentFinFhumansTF
DiabetologiaRF2014RFacRFXZXWSZ 10.3 24
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257 mnalysisFofFcellSfreeFfetalFpzmFforFnonSinvasiveFprenatalFdiagnosisFinFaFfamilyFwithFneonatalF
diabetesTFDiabeticUMedicineRF2017RFYZRFadXSada 3.5 24

256 uncreasedF}opulationFαiskFofFmu}SαelatedFmcromegalyFandFsigantismFinFurelandTFHumanUMutationRF
2017RFYdRFcdSda 4.7 24

255 oharacterizationFofFmnoodFandFwozvWWFgeneFmutationsFandFphenotypesFinFworeanFpatientsFwithF
congenitalFhyperinsulinismTFEuropeanUJournalUofUEndocrinologyRF2011RFWbZRFeWeSXb 6.5 24

254 }atientsMFunderstandingFofFgeneticFsusceptibilityFtestingFinFmainstreamFmedicinefFqualitativeFstudyF
onFthrombophiliaTFBMCUHealthUServicesUResearchRF2007RFcRFdX 2.9 24

253 yutationalFanalysesFofFU}uuumRFβttRFqrznXFandFtzrWbetaFinFpersistentFcloacaFandFassociatedF
kidneyFmalformationsTFJournalUofUPediatricUUrologyRF2007RFYRFXSe 1.5 24

252 TheFexpressionFofFcytochromeF}ZaVuunWFinFβaccharomycesFcerevisiaeFresultsFinFanFincreasedF
mutationFfrequencyFwhenFexposedFtoFcyclophosphamideTFCarcinogenesisRF1989RFWVRFXWYeSZY 4.6 24

251 pTValdVZyetRFtheFyostFrrequentF}athogenicFyutationFinFαqTRFoonfersFaFVeryFxowFxifetimeFαiskFofF
yedullaryFThyroidFoancerTFJournalUofUClinicalUEndocrinologyUandUMetabolismRF2018RFWVYRFZXcaSZXdX 5.6 24

250 oongenitalFhyperinsulinismFasFtheFpresentingFfeatureFofFwabukiFsyndromefFclinicalFandFmolecularF
characterizationFofFeFaffectedFindividualsTFGeneticsUinUMedicineRF2019RFXWRFXYYSXZX 8.1 23

249 olinicalFutilityFgeneFcardFforfFyaturitySonsetFdiabetesFofFtheFyoungTFEuropeanUJournalUofUHumanU
GeneticsRF2014RFXXRF 5.3 23

248 mctivatingFmwTXFmutationfFhypoinsulinemicFhypoketoticFhypoglycemiaTFJournalUofUClinicalU
EndocrinologyUandUMetabolismRF2014RFeeRFYeWSZ 5.6 23

247 piabetesFsusceptibilityFinFtheFoanadianF{jiSoreeFpopulationFisFmoderatedFbyFabnormalFmαzmF
processingFofFtzrWmFsYWeβFtranscriptsTFDiabetesRF2008RFacRFWecdSdX 0.9 23

246 qvidenceFforFhaploinsufficiencyFofFtheFhumanFtzrWalphaFgeneFrevealedFbyFfunctionalF
characterizationFofFy{pYYSassociatedFmutationsTFBiologicalUChemistryRF2002RFYdYRFWbeWScVV 4.5 23

245 tzrWnFyutationsFmreFmssociatedFWithFaFsitelmanSlikeFTubulopathyFThatFpevelopsFpuringF
ohildhoodTFKidneyUInternationalUReportsRF2019RFZRFWYVZSWYWW 4.1 22

244 αiskFcategoryFsystemFtoFidentifyFpituitaryFadenomaFpatientsFwithFmutationsTFJournalUofUMedicalU
GeneticsRF2018RFaaRFXaZSXbV 5.8 22

243 mFcomparisonFofFmethodsFforFqsrαFmutationFtestingFinFnonSsmallFcellFlungFcancerTFDiagnosticU
MolecularUPathologyRF2013RFXXRFWeVSa 22

242 αapidFandFsensitiveFrealStimeFpolymeraseFchainFreactionFmethodFforFdetectionFandFquantificationFofF
YXZYmjsFmitochondrialFpointFmutationTFJournalUofUMolecularUDiagnosticsRF2006RFdRFXXaSYV 5.1 22

241 mtypicalFrormsFofFoongenitalFtyperinsulinismFinFunfancyFmreFmssociatedFWithFyosaicF}atternsFofF
ummatureFusletFoellsTFJournalUofUClinicalUEndocrinologyUandUMetabolismRF2017RFWVXRFYXbWSYXbc 5.6 21

240 yutationFofFtqβcFinFaFlargeFextendedFfamilyFwithFspondylocostalFdysostosisFandFdextrocardiaFwithF
situsFinversusTFAmericanUJournalUofUMedicalUGeneticskUPartUARF2013RFWbWmRFXXZZSe 2.5 21

(2013-2017)
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239
βevereFinsulinFresistanceFandFintrauterineFgrowthFdeficiencyFassociatedFwithFhaploinsufficiencyFforF
uzβαFandFotzXfFnewFinsightsFintoFsynergisticFpathwaysFinvolvedFinFgrowthFandFmetabolismTF
DiabetesRF2009RFadRFXeaZSbW

0.9 21

238 Yu}raFmutationsFcauseFneonatalFdiabetesFandFmicrocephalyFthroughFendoplasmicFreticulumFstressTF
JournalUofUClinicalUInvestigationRF2020RFWYVRFbYYdSbYaY 15.9 21

237 βignificantFnenefitsFofFmu}FTestingFandFolinicalFβcreeningFinFramilialFusolatedFandFYoungSonsetF
}ituitaryFTumorsTFJournalUofUClinicalUEndocrinologyUandUMetabolismRF2020RFWVaRF 5.6 21

236
αecurrentFpeFzovoFzmtαFαeciprocalFpuplicationsFinFtheFmTmpYFseneFolusterFoauseFaFzeurogeneticF
TraitFwithF}erturbedFoholesterolFandFyitochondrialFyetabolismTFAmericanUJournalUofUHumanU
GeneticsRF2020RFWVbRFXcXSXce

11 20

235 mFtypeFWFdiabetesFgeneticFriskFscoreFcanFdiscriminateFmonogenicFautoimmunityFwithFdiabetesFfromF
earlySonsetFclusteringFofFpolygenicFautoimmunityFwithFdiabetesTFDiabetologiaRF2018RFbWRFdbXSdbe 10.3 20

234 oaseFreportfFmaternalFmosaicismFresultingFinFinheritanceFofFaFnovelFsmTmbFmutationFcausingF
pancreaticFagenesisFandFneonatalFdiabetesFmellitusTFDiagnosticUPathologyRF2017RFWXRFW 3 20

233
yutationsFofFtheFsameFconservedFglutamateFresidueFinFznpXFofFtheFsulfonylureaFreceptorFWF
subunitFofFtheFwmT}FchannelFcanFresultFinFeitherFhyperinsulinismForFneonatalFdiabetesTFDiabetesRF
2011RFbVRFWdWYSXX

0.9 20

232 yutationsFinFtheFglucokinaseFgeneFofFtheFfetusFresultFinFreducedFplacentalFweightTFDiabetesUCareRF
2008RFYWRFcaYSc 14.6 20

231 xiverFdiseaseFandFotherFcomorbiditiesFinFWolcottSαallisonFsyndromefFdifferentFphenotypeFandF
variableFassociationsFinFaFlargeFcohortTFHormoneUResearchUinUPaediatricsRF2015RFdYRFWeVSc 3.3 19

230 βirolimusFtherapyFinFaFpatientFwithFsevereFhyperinsulinaemicFhypoglycaemiaFdueFtoFaFcompoundF
heterozygousFmnoodFgeneFmutationTFJournalUofUPediatricUEndocrinologyUandUMetabolismRF2015RFXdRFbeaSe 1.6 19

229 }revalenceFofFdiabetesFinFmustraliafFinsightsFfromFtheFrremantleFpiabetesFβtudyF}haseFuuTFInternalU
MedicineUJournalRF2018RFZdRFdVYSdVe 1.6 19

228 }rematurityFandFseneticFTestingFforFzeonatalFpiabetesTFPediatricsRF2016RFWYdRF 7.4 19

227 typoglycaemiaFfollowingFdiabetesFremissionFinFpatientsFwithFbqXZFmethylationFdefectsfFexpandingF
theFclinicalFphenotypeTFDiabetologiaRF2013RFabRFXWdSXW 10.3 19

226 oongenitalFhyperinsulinismFdueFtoFaFcompoundFheterozygousFmnoodFmutationFwithFspontaneousF
resolutionFatFeightFweeksTFHormoneUResearchUinUPaediatricsRF2010RFcYRFXdcSeX 3.3 19

225 sermlineFmutationsFinFtheFopwzWnFgeneFencodingFpXcFwipWFareFaFrareFcauseFofFmultipleFendocrineF
neoplasiaFtypeFWTFClinicalUEndocrinologyRF2009RFcVRFZeeSaVV 3.4 19

224 pefiningFtheFgeneticFaetiologyFofFmonogenicFdiabetesFcanFimproveFtreatmentTFExpertUOpinionUonU
PharmacotherapyRF2006RFcRFWcaeSbc 4 19

223 mpolipoproteinSeFinfluencesFaspectsFofFintellectualFabilityFinFtypeFWFdiabetesTFDiabetesRF2003RFaXRFWZaSd 0.9 19

222 mbnormalFsplicingFofFhepatocyteFnuclearFfactorFWFalphaFinFmaturitySonsetFdiabetesFofFtheFyoungTF
DiabetologiaRF2002RFZaRFWZbYSc 10.3 19
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221 udentificationFofFaFβxoWemXFnonsenseFmutationFinF}ersianFfamiliesFwithFthiamineSresponsiveF
megaloblasticFanemiaTFGeneRF2013RFaWeRFXeaSc 3.8 18

220 ThiamineFresponsiveFmegaloblasticFanemiafFaFnovelFβxoWemXFcompoundFheterozygousFmutationFinF
twoFsiblingsTFPediatricUDiabetesRF2013RFWZRFYdZSc 3.6 18

219 unFvitroFexpressionFofFzszYFidentifiesFαmnYnFasFtheFpredominantFαasSassociatedFsT}SbindingF
proteinFYFfamilyFmemberFinFhumanFisletsTFJournalUofUEndocrinologyRF2010RFXVcRFWaWSbW 4.7 18

218 pevelopmentFofFaFquantitativeFrealStimeFpolymeraseFchainFreactionFassayFforFtheFdetectionFofFtheF
vmwXFVbWcrFmutationTFJournalUofUMolecularUDiagnosticsRF2007RFeRFZXSb 5.1 18

217 zeonatalFdiabetesFcausedFbyFaFhomozygousFwozvWWFmutationFdemonstratesFthatFtinyFchangesFinF
mT}FsensitivityFmarkedlyFaffectFdiabetesFriskTFDiabetologiaRF2016RFaeRFWZYVSWZYb 10.3 18

216 mFrestrictedFspectrumFofFmissenseFwyTXpFvariantsFcauseFaFmultipleFmalformationsFdisorderFdistinctF
fromFwabukiFsyndromeTFGeneticsUinUMedicineRF2020RFXXRFdbcSdcc 8.1 17

215 }harmacogenomicsFinFdiabetesfFoutcomesFofFthiamineFtherapyFinFTαymFsyndromeTFDiabetologiaRF
2018RFbWRFWVXcSWVYb 10.3 17

214 mFnovelFsmTmbFmutationFleadingFtoFcongenitalFheartFdefectsFandFpermanentFneonatalFdiabetesfFaF
caseFreportTFDiabetesUandUMetabolismRF2013RFYeRFYcVSZ 5.4 17

213 seneβcreenfFaFprogramFforFhighSthroughputFmutationFdetectionFinFpzmFsequenceF
electropherogramsTFJournalUofUMedicalUGeneticsRF2011RFZdRFWXYSYV 5.8 17

212
piscoveryFofFaFnovelFsiteFregulatingFglucokinaseFactivityFfollowingFcharacterizationFofFaFnewF
mutationFcausingFhyperinsulinemicFhypoglycemiaFinFhumansTFJournalUofUBiologicalUChemistryRF2011RF
XdbRFWeWWdSXb

5.4 17

211 msianFy{pYfFareFweFmissingFanFimportantFdiagnosiskTFDiabeticUMedicineRF2006RFXYRFWXacSbV 3.5 17

210 yesangiocapillaryFglomerulonephritisFtypeFXFassociatedFwithFfamilialFpartialFlipodystrophyF
NpunniganSwobberlingFsyndromeOTFNephronUClinicalUPracticeRF2004RFebRFcYaSd 17

209 βevereFhyperglycemiaFafterFrenalFtransplantationFinFaFpediatricFpatientFwithFaFmutationFofFtheF
hepatocyteFnuclearFfactorSWbetaFgeneTFAmericanUJournalUofUKidneyUDiseasesRF2002RFZVRFWYXaSYV 7.4 17

208
mFcomparativeFstudyFofFtheFuseFofFprimaryFohineseFhamsterFliverFculturesFandFgeneticallyF
engineeredFimmortalFVceFohineseFhamsterFcellFlinesFexpressingFratFliverFoY}WmWRFWmXFandFXnWF
cpzmsFinFmicronucleusFassaysTFToxicologyRF1993RFdXRFWYWSZe

4.4 17

207 peFzovoFyutationsFinFmffectingFeurXFβignalingFoauseFzeonatalUqarlyS{nsetFpiabetesFandFTransientF
tepaticFpysfunctionTFDiabetesRF2020RFbeRFZccSZdY 0.9 17

206 mnFmmishFfounderFvariantFconsolidatesFdisruptionFofFoq}aaFasFaFcauseFofFhydranencephalyFandF
renalFdysplasiaTFEuropeanUJournalUofUHumanUGeneticsRF2019RFXcRFbacSbbX 5.3 17

205 usolatedF}ancreaticFmplasiaFpueFtoFaFtypomorphicF}TrWmFyutationTFDiabetesRF2016RFbaRFXdWVSa 0.9 16

204 TheFroleFofFmolecularFgeneticsFinFtheFclinicalFmanagementFofFsporadicFmedullaryFthyroidFcarcinomafF
mFsystematicFreviewTFClinicalUEndocrinologyRF2019RFeWRFbecScVc 3.4 16

(2019-2013)
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203
tepatoblastomaFinFaFchildFwithFaFpaternallySinheritedFmnoodFmutationFandFmosaicFpaternalF
uniparentalFdisomyFWWpFcausingFfocalFcongenitalFhyperinsulinismTFEuropeanUJournalUofUMedicalU
GeneticsRF2013RFabRFWWZSc

2.6 16

202 oushingFsyndromeFsecondaryFtoFaFthymicFcarcinoidFtumorFdueFtoFmultipleFendocrineFneoplasiaFtypeF
WTFEndocrineUPracticeRF2011RFWcRFeeXSb 3.2 16

201 unFvitroFrecoveryFofFmT}SsensitiveFpotassiumFchannelsFinF˛†ScellsFfromFpatientsFwithFcongenitalF
hyperinsulinismFofFinfancyTFDiabetesRF2011RFbVRFWXXYSd 0.9 16

200
slibenclamideFunresponsivenessFinFaFnrazilianFchildFwithFpermanentFneonatalFdiabetesFmellitusFandF
pqzpFsyndromeFdueFtoFaFoWbbYFmutationFinFwozvWWFNwirbTXOFgeneTFArquivosUBrasileirosUDeU
EndocrinologiaUEUMetabologiaRF2008RFaXRFWYaVSa

16

199 senomicFvariantFsharingfFaFpositionFstatementTFWellcomeUOpenUResearchRF2019RFZRFXX 4.8 16

198 }ancreaticFmgenesisFdueFtoFoompoundFteterozygosityFforFaFzovelFqnhancerFandFTruncatingF
yutationFinFtheF}TrWmFseneTFJCRPEUJournalUofUClinicalUResearchUinUPediatricUEndocrinologyRF2017RFeRFXcZSXcc1.9 16

197 TrisomyFXWFusFaFoauseFofF}ermanentFzeonatalFpiabetesFThatFusFmutoimmuneFbutFzotFtxmF
mssociatedTFDiabetesRF2019RFbdRFWaXdSWaYa 0.9 15

196
qfficacyFandFsafetyFofFsirolimusFinFaFneonateFwithFpersistentFhypoglycaemiaFfollowingFnearStotalF
pancreatectomyFforFhyperinsulinaemicFhypoglycaemiaTFJournalUofUPediatricUEndocrinologyUandU
MetabolismRF2015RFXdRFWYeWSd

1.6 15

195 }roteinSinducedFhyperinsulinaemicFhypoglycaemiaFdueFtoFaFhomozygousFtmptFmutationFinFthreeF
siblingsFofFaFβaudiFfamilyTFJournalUofUPediatricUEndocrinologyUandUMetabolismRF2015RFXdRFWVcYSc 1.6 15

194 mnalysisFofFlargeSscaleFsequencingFcohortsFdoesFnotFsupportFtheFroleFofFvariantsFinFUo}XFasFaFcauseF
ofFhyperinsulinaemicFhypoglycaemiaTFHumanUMutationRF2017RFYdRFWZZXSWZZZ 4.7 15

193 unteractionFbetweenFmutationsFinFtheFslideFhelixFofFwirbTXFassociatedFwithFneonatalFdiabetesFandF
neurologicalFsymptomsTFHumanUMolecularUGeneticsRF2010RFWeRFebYScX 5.6 15

192 mnFinSframeFdeletionFinFwirbTXFNwozvWWOFcausingFneonatalFdiabetesFrevealsFaFsiteFofFinteractionF
betweenFwirbTXFandFβUαWTFJournalUofUClinicalUEndocrinologyUandUMetabolismRF2009RFeZRFXaaWSc 5.6 15

191 }ermanentFneonatalFdiabetesFmellitusFdueFtoFwozvWWFmutationFinFaF}ortugueseFfamilyfFtransitionF
fromFinsulinFtoForalFsulfonylureasTFJournalUofUPediatricUEndocrinologyUandUMetabolismRF2012RFXaRFYbcScV 1.6 15

190 zoFevidenceFforFlinkageFatFcandidateFtypeFXFdiabetesFsusceptibilityFlociFonFchromosomesFWXFandFXVF
inFUnitedFwingdomFoaucasiansTFJournalUofUClinicalUEndocrinologyUandUMetabolismRF2000RFdaRFdaYSc 5.6 15

189
mFzovelFtomozygousFyutationFinFtheFwozvWWFseneFofFaFzeonateFwithFoongenitalFtyperinsulinismF
andFβuccessfulFyanagementFwithFβirolimusTFJCRPEUJournalUofUClinicalUResearchUinUPediatricU
EndocrinologyRF2016RFdRFZcdSZdW

1.9 15

188 pifferentialFregulationFofFserumFmicroαzmFexpressionFbyFtzrW˛†FandFtzrW˛–FtranscriptionFfactorsTF
DiabetologiaRF2016RFaeRFWZbYSWZcY 10.3 15

187 tomozygosityFmappingFprovidesFsupportingFevidenceFofFpathogenicityFinFrecessiveFyendelianF
diseaseTFGeneticsUinUMedicineRF2019RFXWRFedXSedb 8.1 15

186 }ermanentFneonatalFdiabetesFmellitusFandFneurologicalFabnormalitiesFdueFtoFaFnovelFhomozygousF
missenseFmutationFinFzqUα{pWTFPediatricUDiabetesRF2018RFWeRFdedSeVZ 3.6 14
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185 mFcombinationFofFnifedipineFandFoctreotideFtreatmentFinFanFhyperinsulinemicFhypoglycemicFinfantTF
JCRPEUJournalUofUClinicalUResearchUinUPediatricUEndocrinologyRF2014RFbRFWWeSXW 1.9 14

184 βemiSautomatedFunidirectionalFsequenceFanalysisFforFmutationFdetectionFinFaFclinicalFdiagnosticF
settingTFGeneticUTestingUandUMolecularUBiomarkersRF2009RFWYRFYdWSb 1.6 14

183 zovelFmutationsFinFXSlinkedFdominantFchondrodysplasiaFpunctataFNop}XXOTFJournalUofUInvestigativeU
DermatologyRF2003RFWXWRFeYeSZX 4.3 14

182 mu}FmutationsFinFyoungFpatientsFwithFacromegalyFandFtheFTampicoFsiantfFtheFyexicanFexperienceTF
EndocrineRF2016RFaYRFZVXSWW 4 14

181 piagnosisFofFmonogenicFdiabetesfFWVSYearFexperienceFinFaFlargeFmultiSethnicFdiabetesFcenterTF
JournalUofUDiabetesUInvestigationRF2016RFcRFYYXSc 3.9 14

180 }xuzWFtaploinsufficiencyFusFzotFmssociatedFWithFxipodystrophyTFJournalUofUClinicalUEndocrinologyU
andUMetabolismRF2018RFWVYRFYXXaSYXYV 5.6 14

179 zoninvasiveFretalFsenotypingFbyFpropletFpigitalF}oαFtoFudentifyFyaternallyFunheritedFyonogenicF
piabetesFVariantsTFClinicalUChemistryRF2020RFbbRFeadSeba 5.5 13

178
olinicalFcharacteristicsFandFphenotypeSgenotypeFanalysisFinFTurkishFpatientsFwithFcongenitalF
hyperinsulinismgFpredominanceFofFrecessiveFwmT}FchannelFmutationsTFEuropeanUJournalUofU
EndocrinologyRF2014RFWcVRFddaSeX

6.5 13

177 ranconiSnickelFsyndromeFSFmutationFinFβxoXmXFgeneTFIndianUJournalUofUPediatricsRF2014RFdWRFWXYcSe 3 13

176 senomeRFqxomeRFandFTargetedFzextSsenerationFβequencingFinFzeonatalFpiabetesTFPediatricUClinicsU
ofUNorthUAmericaRF2015RFbXRFWVYcSaY 3.6 13

175
olinicalFcharacteristicsFofFrecessiveFandFdominantFcongenitalFhyperinsulinismFdueFtoFmutationNsOFinF
theFmnoodUwozvWWFgenesFencodingFtheFmT}SsensitiveFpotasiumFchannelFinFtheFpancreaticFbetaFcellTF
JournalUofUPediatricUEndocrinologyUandUMetabolismRF2011RFXZRFWVWeSXY

1.6 13

174 mFconservedFtryptophanFatFtheFmembraneSwaterFinterfaceFactsFasFaFgatekeeperFforFwirbTXUβUαWF
channelsFandFcausesFneonatalFdiabetesFwhenFmutatedTFJournalUofUPhysiologyRF2011RFadeRFYVcWSdY 3.9 13

173
zeonatalFhyperinsulinaemicFhypoglycaemiaFandFmonogenicFdiabetesFdueFtoFaFheterozygousF
mutationFofFtheFtzrZmFgeneTFAustralianUandUNewUZealandUJournalUofUObstetricsUandUGynaecologyRF
2009RFZeRFYXdSYV

1.7 13

172
mutosomalFdominantFspondylocostalFdysostosisFinFthreeFgenerationsFofFaFyacedonianFfamilyfF
zegativeFmutationFanalysisFofFpxxYRFyqβ}XRFtqβcRFandFxrzsTFAmericanUJournalUofUMedicalUGeneticskU
PartUARF2010RFWaXmRFWYcdSdX

2.5 13

171 }redictionFalgorithmsfFpitfallsFinFinterpretingFgeneticFvariantsFofFautosomalFdominantFmonogenicF
diabetesTFJournalUofUClinicalUInvestigationRF2020RFWYVRFWZSWb 15.9 13

170 βouthFmsianFindividualsFwithFdiabetesFwhoFareFreferredFforFy{pYFtestingFinFtheFUwFhaveFaFlowerF
mutationFpickSupFrateFthanFwhiteFquropeanFpeopleTFDiabetologiaRF2016RFaeRFXXbXSa 10.3 13

169
seneticFstudiesFinFaFcoexistenceFofFacromegalyRFpheochromocytomaRFgastrointestinalFstromalF
tumorFNsuβTOFandFthyroidFfollicularFadenomaTFArquivosUBrasileirosUDeUEndocrinologiaUEUMetabologiaRF
2012RFabRFaVcSWX

12

168 niomonitoringFstudyFofFaFgroupFofFworkersFpotentiallyFexposedFtoFtrafficFfumesTFEnvironmentalUandU
MolecularUMutagenesisRF1997RFYVRFWWeSYV 3.2 12

(1997-2014)
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167 yosaicFpaternalFuniparentalFisodisomyFandFanFmnoodFgeneFmutationFinFaFpatientFwithFpermanentF
neonatalFdiabetesFandFhemihypertrophyTFDiabetesRF2008RFacRFXaaSd 0.9 12

166 mFsevereFclinicalFphenotypeFresultsFfromFtheFcoSinheritanceFofFtypeFXFsusceptibilityFgenesFandFaF
hepatocyteFnuclearFfactorSWalphaFmutationTFDiabetesUCareRF2000RFXYRFZXZSa 14.6 12

165 zonSpenetranceFinFaFy{pYFYFfamilyFwithFaFmutationFinFtheFhepaticFnuclearFfactorFWalphaFgenefF
implicationsFforFpredictiveFtestingTFEuropeanUJournalUofUHumanUGeneticsRF1999RFcRFcXeSYX 5.3 12

164
zeonatalFpiabetesfFTwoFoasesFwithFusolatedF}ancreasFmgenesisFdueFtoFtomozygousF}TrWmF
qnhancerFyutationsFandF{neFwithFpevelopmentalFpelayRFqpilepsyRFandFzeonatalFpiabetesF
βyndromeFdueFtoFwozvWWFyutationTFJCRPEUJournalUofUClinicalUResearchUinUPediatricUEndocrinologyRF
2018RFWVRFWbdSWcZ

1.9 12

163 sowFgeneFmutationsFareFaFcommonFcauseFofFchildhoodSonsetFy{pYFNmaturitySonsetFdiabetesFofF
theFyoungOFinFTurkeyTFClinicalUEndocrinologyRF2016RFdaRFYeYSe 3.4 12

162 oancerFVariantFunterpretationFsroupFUwFNoanVusSUwOfFanFexemplarFnationalFsubspecialtyF
multidisciplinaryFnetworkTFJournalUofUMedicalUGeneticsRF2020RFacRFdXeSdYZ 5.8 11

161 UsingFreferralFratesFforFgeneticFtestingFtoFdetermineFtheFincidenceFofFaFrareFdiseasefFTheFminimalF
incidenceFofFcongenitalFhyperinsulinismFinFtheFUwFisFWFinFXdRYdeTFPLoSUONERF2020RFWaRFeVXXdZWc 3.7 11

160 TheFprevalenceFofFmonogenicFdiabetesFinFmustraliafFtheFrremantleFpiabetesFβtudyF}haseFuuTFMedicalU
JournalUofUAustraliaRF2017RFXVcRFYZZSYZc 4 11

159 pigenicFheterozygousFtzrWmFandFtzrZmFmutationsFinFtwoFsiblingsFwithFchildhoodSonsetFdiabetesTF
PediatricUDiabetesRF2013RFWZRFaYaSd 3.6 11

158 unSframeFsevenFaminoSacidFduplicationFinFaroseFoverFtheFlastFYVVVFyearsRFdisruptsFproteinFinteractionF
andFstabilityFandFisFassociatedFwithFgigantismTFEuropeanUJournalUofUEndocrinologyRF2017RFWccRFXacSXbb 6.5 11

157
udentificationFofFaFnovelFnonsenseFmutationFandFaFmissenseFsubstitutionFinFtheFms}mTXFgeneF
causingFcongenitalFgeneralizedFlipodystrophyFtypeFWTFEuropeanUJournalUofUMedicalUGeneticsRF2012RF
aaRFbXVSZ

2.6 11

156 TheFpreviouslyFreportedFTYZX}FsowFmissenseFvariantFisFnotFaFpathogenicFmutationFcausingFy{pYTF
DiabetologiaRF2011RFaZRFXXVXSa 10.3 11

155
TransientFneonatalFdiabetesFwithFtwoFnovelFmutationsFinFtheFwozvWWFgeneFandFresponseFtoF
sulfonylureaFtreatmentFinFaFpretermFinfantTFJournalUofUPediatricUEndocrinologyUandUMetabolismRF2011
RFXZRFWVccSdV

1.6 11

154
mFcomparisonFofFconventionalFmetaphaseFanalysisFofFsiemsaSstainedFchromosomesFwithF
multiScolourFfluorescenceFinFsituFhybridizationFanalysisFtoFdetectFchromosomeFaberrationsFinducedF
byFdaunomycinTFMutagenesisRF1996RFWWRFaYcSZb

2.8 11

153 mutosomalFdominantFinheritanceFofFnonSsyndromicFrenalFhypoplasiaFandFdysplasiafFdramaticF
variationFinFclinicalFseverityFinFaFsingleFkindredTFNephrologyUDialysisUTransplantationRF2007RFXXRFXaeSbY 4.3 11

152
mllelicFdropSoutFmayFoccurFwithFaFprimerFbindingFsiteFpolymorphismFforFtheFcommonlyFusedFαrx}F
assayFforFtheFSWWYWTjoFpolymorphismFofFtheFmpolipoproteinFmVFgeneTFLipidsUinUHealthUandUDiseaseRF
2006RFaRFWW

4.4 11

151 oonfirmationFofFlinkageFofFpuaneMsFsyndromeFandFrefinementFofFtheFdiseaseFlocusFtoFanFdTdScyF
intervalFonFchromosomeFXqYWTFHumanUGeneticsRF2000RFWVbRFbYbSbYd 6.3 11

150
mFpeepFuntronicFtmptFβplicingFyutationFNcTbYbQZcWsjTOFinFaFoongenitalFtyperinsulinemicF
typoglycemiaFoasefFxongFTermFolinicalFoourseTFJCRPEUJournalUofUClinicalUResearchUinUPediatricU
EndocrinologyRF2015RFcRFWZZSc

1.9 10
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149 VariableF}henotypeFofFpiabetesFyellitusFinFβiblingsFwithFaFtomozygousF}TrWmFqnhancerFyutationTF
HormoneUResearchUinUPaediatricsRF2015RFdZRFXVbSWW 3.3 10

148
βequencingF}pXWFNinsulinFpromoterFfactorFWOFinFWcddFUwFindividualsFfoundFaKFhadFaFlowFfrequencyF
codingFvariantRFbutFtheseFvariantsFareFnotFassociatedFwithFTypeFXFdiabetesTFDiabeticUMedicineRF2011RF
XdRFbdWSZ

3.5 10

147 pysmyelinationFofFtheFcerebralFwhiteFmatterFwithFmicrodeletionFatFbpXaTFIndianUPediatricsRF2011RFZdRFcXcSe1.2 10

146 yolecularFgeneticFprenatalFdiagnosisFforFaFcaseFofFautosomalFrecessiveFspondylocostalFdysostosisTF
PrenatalUDiagnosisRF2003RFXYRFacaSe 3.2 10

145 seneticFtestingFforFmaturityFonsetFdiabetesFofFtheFyoungFinFchildhoodFhyperglycaemiaTFArchivesUofU
DiseaseUinUChildhoodRF1998RFcdRFaaXSZ 2.2 10

144 mnFzonsenseFyutationFoausingFzeonatalFpiabetesFThroughFmlteredFTranscriptFqxpressionTFJCRPEU
JournalUofUClinicalUResearchUinUPediatricUEndocrinologyRF2017RFeRFXbVSXbZ 1.9 10

143
oongenitalFtyperinsulinismFandFqvolutionFtoFβulfonylurearesponsiveFpiabetesFxaterFinFxifeFdueFtoFaF
zovelFtomozygousFpTxWcWrFyutationTFJCRPEUJournalUofUClinicalUResearchUinUPediatricUEndocrinologyRF
2019RFWWRFdXSdc

1.9 10

142 αecurrentFTTzFmetatranscriptSonlyFcTYeecZSWWTjsFspliceFvariantFassociatedFwithFautosomalF
recessiveFarthrogryposisFmultiplexFcongenitaFandFmyopathyTFHumanUMutationRF2020RFZWRFZVYSZWW 4.7 10

141 UnsupervisedFolusteringFofFyissenseFVariantsFinFtzrWmFUsingFyultidimensionalFrunctionalFpataF
midsFolinicalFunterpretationTFAmericanUJournalUofUHumanUGeneticsRF2020RFWVcRFbcVSbdX 11 9

140 TenFyearsFofFtheFnationalFgeneticFdiabetesFnurseFnetworkfFaFmodelFforFtheFtranslationFofFgeneticF
informationFintoFclinicalFcareTFClinicalUMedicineRF2014RFWZRFWWcSXW 1.9 9

139 olinicalFandFyolecularFoharacterizationFofFohildrenFwithFzeonatalFpiabetesFyellitusFatFaFTertiaryF
oareFoenterFinFzorthernFundiaTFIndianUPediatricsRF2017RFaZRFZbcSZcW 1.2 9

138 mssessmentFofFtheFtzrWnFβcoreFasFaFToolFtoFβelectF}atientsFforFtzrWnFseneticFTestingTFNephronRF
2015RFWYVRFWYZSZV 3.3 9

137 }ermanentFneonatalFdiabetesFmellitusFinFvordanTFJournalUofUPediatricUEndocrinologyUandUMetabolismRF
2014RFXcRFdceSdY 1.6 9

136
unsightsFintoFtheFpathogenicityFofFrareFmissenseFsowFvariantsFfromFtheFidentificationFandFfunctionalF
characterizationFofFcompoundFheterozygousFandFdoubleFmutationsFinheritedFinFcisTFDiabetesUCareRF
2012RFYaRFWZdXSZ

14.6 9

135 TypeFWFdiabetesFcanFpresentFbeforeFtheFageFofFb´ monthsFandFisFcharacterisedFbyFautoimmunityFandF
rapidFlossFofFbetaFcellsTFDiabetologiaRF2020RFbYRFXbVaSXbWa 10.3 9

134 olinicalFpiversityFinFrocalFoongenitalFtyperinsulinismFinFunfancyFoorrelatesFWithFtistologicalF
teterogeneityFofFusletFoellFxesionsTFFrontiersUinUEndocrinologyRF2018RFeRFbWe 5.7 9

133 raintingFranconiFsyndromeFclarifiedFbyFproxyfFaFcaseFreportTFBMCUNephrologyRF2017RFWdRFXYV 2.7 8

132 seneticFmutationsFassociatedFwithFneonatalFdiabetesFmellitusFinF{maniFpatientsTFJournalUofU
PediatricUEndocrinologyUandUMetabolismRF2018RFYWRFWeaSXVZ 1.6 8
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131 oongenitalFhyperinsulinismfFmarkedFclinicalFheterogeneityFinFsiblingsFwithFidenticalFmutationsFinFtheF
mnoodFgeneTFClinicalUEndocrinologyRF2012RFcbRFYWXSY 3.4 8

130 }aternalFUniparentalFusodisomyFofFohromosomeFWWpWaTaFwithinFtheF}ancreasFoausesFusolatedF
typerinsulinemicFtypoglycemiaTFFrontiersUinUEndocrinologyRF2011RFXRFbb 5.7 8

129 WolcottSαallisonFsyndromeFdueFtoFaFnovelFmutationFNαZeWXOFinFqurXmwYFgeneTFJCRPEUJournalUofU
ClinicalUResearchUinUPediatricUEndocrinologyRF2012RFZRFWVWSY 1.9 8

128 }henotypicFmultipleFendocrineFneoplasiaFtypeFXnRFwithoutFendocrinopathyForFαqTFgeneFmutationfF
implicationsFforFmanagementTFThyroidRF2006RFWbRFbVaSd 6.2 8

127
}roposedFmechanismFforFaFnovelFinsertionUdeletionFframeshiftFmutationFNuZWZsZWamTosSSjoomOFinF
theFhepatocyteFnuclearFfactorFWFalphaFNtzrSWFalphaOFgeneFwhichFcausesFmaturitySonsetFdiabetesFofF
theFyoungFNy{pYOTFHumanUMutationRF2000RFWbRFXcY

4.7 8

126 βavvyozVfFgenomeSwideFozVFcallingFfromFoffStargetFreads 8

125 omwUTFandFmutonomicFpysfunctionFoausedFbyFmcetylcholineFαeceptorFyutationsTFAmericanUJournalU
ofUHumanUGeneticsRF2019RFWVaRFWXdbSWXeY 11 8

124 βequencingFofFcandidateFgenesFselectedFbyFbetaFcellFexpertsFinFmonogenicFdiabetesFofFunknownF
aetiologyTFJOPyUJournalUofUtheUPancreasRF2010RFWWRFWZSc 1.2 8

123
qmergenceFofFinsulinFresistanceFfollowingFempiricalFglibenclamideFtherapyfFaFcaseFreportFofF
neonatalFdiabetesFwithFaFrecessiveFuzβFgeneFmutationTFJournalUofUPediatricUEndocrinologyUandU
MetabolismRF2018RFYWRFYZaSYZd

1.6 7

122 TheFoommonFVariantFuXcxFusFaFyodifierFofFmgeFatFpiabetesFpiagnosisFinFundividualsFWithF
tzrWmSy{pYTFDiabetesRF2018RFbcRFWeVYSWeVc 0.9 7

121 βcreeningFforFneonatalFdiabetesFatFdayFaFofFlifeFusingFdriedFbloodFspotFglucoseFmeasurementTF
DiabetologiaRF2017RFbVRFXWbdSXWcY 10.3 7

120 TheFolinicalFoourseFofF}atientsFwithF}reschoolFyanifestationFofFTypeFWFpiabetesFusFundependentFofF
theFtxmFpαSp FsenotypeTFGenesRF2017RFdRF 4.2 7

119 uncreasedFplasmaFincretinFconcentrationsFidentifiesFaFsubsetFofFpatientsFwithFpersistentFcongenitalF
hyperinsulinismFwithoutFwmT}FchannelFgeneFdefectsTFJournalUofUPediatricsRF2015RFWbbRFWeWSZ 3.6 7

118 VariableFphenotypeFinFfiveFpatientsFwithFWolcottSαallisonFsyndromeFdueFtoFtheFsameFqurXmwYF
NcTWXaedelmOFmutationTFJournalUofUPediatricUEndocrinologyUandUMetabolismRF2013RFXbRFcacSbV 1.6 7

117 unductionFofFmicronucleiFinFVceFohineseFhamsterFcellsFbyFhydroquinoneFandFeconazoleFnitrateTF
MutationUResearchUlUFundamentalUandUMolecularUMechanismsUofUMutagenesisRF1993RFXdcRFdcSeW 3.3 7

116 tomozygousFtypomorphicFmllelesFmreFaFzovelFoauseFofFYoungS{nsetFpiabetesFandFαesultFinF
βulfonylureaSβensitiveFpiabetesTFDiabetesUCareRF2020RFZYRFeVeSeWX 14.6 7

115 β{βWFframeshiftFmutationsFcauseFpureFmucosalFneuromaFsyndromeRFaFclinicalFphenotypeFdistinctF
fromFmultipleFendocrineFneoplasiaFtypeFXnTFClinicalUEndocrinologyRF2016RFdZRFcWaSe 3.4 7

114
olinicalFandFgeneticFfeaturesFofFmrgentinianFchildrenFwithFdiabetesSonsetFbeforeFWXmonthsFofFagefF
βuccessfulFtransferFfromFinsulinFtoForalFsulfonylureaTFDiabetesUResearchUandUClinicalUPracticeRF2016RF
WWcRFWVZSWV

7.4 7
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113 oombiningFevidenceFforFandFagainstFpathogenicityFforFvariantsFinFcancerFsusceptibilityFgenesfF
oanVusSUwFconsensusFrecommendationsTFJournalUofUMedicalUGeneticsRF2021RFadRFXecSYVZ 5.8 7

112 xongStermFrollowSupFofFslycemicFandFzeurologicalF{utcomesFinFanFunternationalFβeriesFofF}atientsF
WithFβulfonylureaSTreatedF}ermanentFzeonatalFpiabetesTFDiabetesUCareRF2021RFZZRFYaSZX 14.6 7

111 senotypeFandFphenotypeFcorrelationsFinFuranianFpatientsFwithFhyperinsulinaemicFhypoglycaemiaTF
BMCUResearchUNotesRF2015RFdRFYaV 2.3 6

110 ooexistenceFofFyosaicFUniparentalFusodisomyFandFaFwozvWWFyutationF}resentingFasFpiffuseF
oongenitalFtyperinsulinismFandFtemihypertrophyTFHormoneUResearchUinUPaediatricsRF2016RFdaRFZXWSa 3.3 6

109
piazoxideFtoxicityFinFaFchildFwithFpersistentFhyperinsulinemicFhypoglycemiaFofFinfancyfFmixedF
hyperglycemicFhyperosmolarFcomaFandFketoacidosisTFJournalUofUPediatricUEndocrinologyUandU
MetabolismRF2018RFYWRFeZYSeZa

1.6 6

108 mlternatingFhypoglycemiaFandFhyperglycemiaFinFaFtoddlerFwithFaFhomozygousFpTαWZWetFmnoodF
mutationfFanFunusualFclinicalFpictureTFJournalUofUPediatricUEndocrinologyUandUMetabolismRF2015RFXdRFYZaSaW1.6 6

107 VariantsFinFwozvWWFandFnmpFdoFnotFpredictFresponseFtoFketogenicFdietaryFtherapiesFforFepilepsyTF
EpilepsyUResearchRF2015RFWWdRFXXSd 3 6

106 }ermanentFneonatalFdiabetesFcausedFbyFaFnovelFmutationTFIndianUPediatricsRF2012RFZeRFZdbSd 1.2 6

105 TheFassociationFofFcardiacFventricularFhypertrophyFwithFcongenitalFhyperinsulinismTFEuropeanU
JournalUofUEndocrinologyRF2012RFWbcRFbWeSXZ 6.5 6

104 VariabilityFinFtheFageFatFdiagnosisFofFdiabetesFinFtwoFunrelatedFpatientsFwithFaFhomozygousF
glucokinaseFgeneFmutationTFJournalUofUPediatricUEndocrinologyUandUMetabolismRF2012RFXaRFdVaSd 1.6 6

103 }renatalFtestingFforFaFnovelFqn}FmissenseFmutationFcausingFXSlinkedFdominantFchondrodysplasiaF
punctataTFPrenatalUDiagnosisRF2008RFXdRFYdZSd 3.2 6

102 uncreasedFsterigmatocystinSinducedFmutationFfrequencyFinFβaccharomycesFcerevisiaeFexpressingF
cytochromeF}ZaVFoY}XnWTFBiochemicalUPharmacologyRF1992RFZYRFYcZSb 6 6

101 UsingFβtructuralFmnalysisFtoFmssessFtheFumpactFofFyissenseFVariantsFinFyqzWTFJournalUofUtheU
EndocrineUSocietyRF2019RFYRFXXadSXXca 0.4 6

100 mFzovelFwozvWWFyutationFmssociatedFwithFTransientFzeonatalFpiabetesTFJCRPEUJournalUofUClinicalU
ResearchUinUPediatricUEndocrinologyRF2018RFWVRFWcaSWcd 1.9 6

99
mFsuccessfulFtransitionFtoFsulfonylureaFtreatmentFinFmaleFinfantFwithFneonatalFdiabetesFcausedFbyF
theFnovelFabccdFgeneFmutationFandFthreeFyearsFfollowSupTFDiabetesUResearchUandUClinicalUPracticeRF
2017RFWXeRFaeSbW

7.4 5

98 qxocrineFpancreaticFdysfunctionFisFcommonFinFhepatocyteFnuclearFfactorFW˛†SassociatedFrenalF
diseaseFandFcanFbeFsymptomaticTFCKJyUClinicalUKidneyUJournalRF2018RFWWRFZaYSZad 4.5 5

97 y{pYFinFUkrainefFgenesRFclinicalFphenotypesFandFtreatmentTFJournalUofUPediatricUEndocrinologyUandU
MetabolismRF2017RFYVRFWVeaSWWVY 1.6 5

96 ThiamineFresponsiveFmegaloblasticFanemiaFwithFaFnovelFβxoWemXFmutationFpresentingFwithFmyeloidF
maturationalFarrestTFPediatricUBloodUandUCancerRF2013RFbVRFWXZXSY 3 5
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95 wozvWWFactivatingFmutationsFcauseFbothFtransientFandFpermanentFneonatalFdiabetesFmellitusFinF
oypriotFpatientsTFPediatricUDiabetesRF2011RFWXRFWYYSc 3.6 5

94 yaturityFonsetFdiabetesFofFtheFyoungFNy{pYOFandFearlyFonsetFTypeFuuFdiabetesFareFnotFcausedFbyF
lossFofFimprintingFatFtheFtransientFneonatalFdiabetesFNTzpyOFlocusTFDiabetologiaRF2001RFZZRFeXZ 10.3 5

93 senomicFvariantFsharingfFaFpositionFstatementTFWellcomeUOpenUResearchRZRFXX 4.8 5

92 βirolimusSunducedFtepatitisFinFTwoF}atientsFwithFtyperinsulinemicFtypoglycemiaTFJCRPEUJournalUofU
ClinicalUResearchUinUPediatricUEndocrinologyRF2018RFWVRFXceSXdY 1.9 5

91 runctionalFinterpretationFofFmTmpYmFvariantsFinFneuroSmitochondrialFphenotypesTFGenomeU
MedicineRF2021RFWYRFaa 14.4 5

90 yonogenicFpiabetesFzotFoausedFnyFyutationsFinFyodyFsenesfFmFVeryFteterogenousFsroupFofF
piabetesTFExperimentalUandUClinicalUEndocrinologyUandUDiabetesRF2018RFWXbRFbWXSbWd 2.3 5

89 mFhypomorphicFalleleFofFβxoYapWFresultsFinFβchneckenbeckenSlikeFdysplasiaTFHumanUMolecularU
GeneticsRF2019RFXdRFYaZYSYaaW 5.6 4

88 typerinsulinemicFtypoglycemiaFofFunfancyFdueFtoFzovelFtmptFyutationFinFTwoFβiblingsTFIndianU
PediatricsRF2016RFaYRFeWXSeWY 1.2 4

87 oomprehensiveFscreeningFshowsFthatFmutationsFinFtheFknownFsyndromicFgenesFareFrareFinFinfantsF
presentingFwithFhyperinsulinaemicFhypoglycaemiaTFClinicalUEndocrinologyRF2018RFdeRFbXWSbXc 3.4 4

86 }rimaryFhypothyroidismfFanFunusualFmanifestationFofFWolcottSαallisonFsyndromeTFEuropeanUJournalU
ofUPediatricsRF2014RFWcYRFWabaSd 4.1 4

85 }ermanentFneonatalFdiabetesFinFsiblingsFwithFnovelFoWVeYFuzβFmutationFtransmittedFbyFanF
unaffectedFparentFwithFsomaticFmosaicismTFPediatricUDiabetesRF2014RFWaRFYXZSd 3.6 4

84 αeclassificationFofFdiabetesFetiologyFinFaFfamilyFwithFmultipleFdiabetesFphenotypesTFJournalUofU
ClinicalUEndocrinologyUandUMetabolismRF2014RFeeRFqWVbcScW 5.6 4

83 TheFvalueFofFin´ vitroFstudiesFinFaFcaseFofFneonatalFdiabetesFwithFaFnovelFwirbTXSWbdsFmutationTF
ClinicalUCaseUReportsUfdiscontinuedgRF2015RFYRFddZSc 0.7 4

82 ThreeFcasesFofFWolframFsyndromeFwithFdifferentFclinicalFaspectsTFJournalUofUPediatricUEndocrinologyU
andUMetabolismRF2015RFXdRFZYYSd 1.6 4

81 }rematurityRFmacrosomiaRFhyperinsulinaemicFhypoglycaemiaFandFaFdominantFmnoodFgeneFmutationTF
BMJUCaseUReportsRF2013RFXVWYRF 0.9 4

80 rocalFcongenitalFhyperinsulinismFinFaFpatientFwithFseptoSopticFdysplasiaTFNatureUReviewsU
EndocrinologyRF2010RFbRFbZbSaV 15.2 4

79 qvaluationFofFWYqWZFstatusFinFpatientsFwithFchronicFlymphocyticFleukemiaFusingFsingleFnucleotideF
polymorphismSbasedFtechniquesTFJournalUofUMolecularUDiagnosticsRF2009RFWWRFXedSYVa 5.1 4

78 αWXcWFinFtzrZalphaFisFaFlossSofSfunctionFmutationFcausingFmaturitySonsetFdiabetesFofFtheFyoungF
Ny{pYOFinFaFUwFoaucasianFfamilyTFDiabetologiaRF2000RFZYRFWXVY 10.3 4
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77 zeonatalFdiabetesFmutationsFdisruptFaFchromatinFpioneeringFfunctionFthatFactivatesFtheFhumanF
insulinFgeneTFCellUReportsRF2021RFYaRFWVdedW 10.6 4

76 rocalFoongenitalFtyperinsulinismFasFaFoauseFforFβuddenFunfantFpeathTFPediatricUandUDevelopmentalU
PathologyRF2019RFXXRFbaSbe 2.2 4

75 oompoundFheterozygousF}kdWlWFvariantsFinFaFfamilyFwithFtwoFfetusesFaffectedFbyFheterotaxyFandF
complexFohdTFEuropeanUJournalUofUMedicalUGeneticsRF2020RFbYRFWVYbac 2.6 4

74
oommentFonFpuboisSxaforgueFetFalTFpiabetesRFmssociatedFolinicalFβpectrumRFxongStermF}rognosisRF
andFsenotypeU}henotypeFoorrelationsFinFXVWFmdultF}atientsFWithFtepatocyteFzuclearFractorFWnFNOF
yolecularFpefectsTFpiabetesFoareFXVWcgZVfWZYbSWZZYTFDiabetesUCareRF2018RFZWRFec

14.6 3

73 zeonatalFdiabetesFinFanFinfantFofFdiabeticFmotherfFsameFnovelFuzβFmissenseFmutationFinFtheFmotherF
andFherFoffspringTFJournalUofUPediatricUEndocrinologyUandUMetabolismRF2014RFXcRFcZaSd 1.6 3

72 olinicalFandFmolecularFbasisFofFtransientFneonatalFdiabetesFmellitusFinFnrazilianFchildrenTFDiabetesU
ResearchUandUClinicalUPracticeRF2012RFecRFeZWSZ 7.4 3

71 seneticFTestingFinFpiabetesFyellitusF2010RFWcSXa 3

70 salactokinaseFdeficiencyFinFaFpatientFwithFcongenitalFhyperinsulinismTFJIMDUReportsRF2012RFaRFcSWW 1.9 3

69
niochemicalFevaluationFofFanFinfantFwithFhypoglycemiaFresultingFfromFaFnovelFdeFnovoFmutationFofF
theFsxUpWFgeneFandFhyperinsulinismShyperammonemiaFsyndromeTFJournalUofUPediatricU
EndocrinologyUandUMetabolismRF2011RFXZRFacYSc

1.6 3

68 mminoFacidFpropertiesFmayFbeFusefulFinFpredictingFclinicalFoutcomeFinFpatientsFwithFwirbTXFneonatalF
diabetesTFEuropeanUJournalUofUEndocrinologyRF2012RFWbcRFZWcSXW 6.5 3

67 seneFduplicationsFresultingFinFoverFexpressionFofFglucokinaseFareFnotFaFcommonFcauseFofF
hypoglycaemiaFofFinfancyFinFhumansTFMolecularUGeneticsUandUMetabolismRF2008RFeZRFXbdSe 3.7 3

66 yutationsFinFttqXFareFnotFaFcommonFcauseFofFmonogenicFformsFofFbetaFcellFdysfunctionTF
DiabetologiaRF2007RFaVRFXVWeSXVXX 10.3 3

65 αenalFcystsFandFdiabetesFdueFtoFaFheterozygousFtzrSWbetaFgeneFdeletionTFNephrologyUDialysisU
TransplantationRF2007RFXXRFWXcWSX 4.3 3

64 yultipleFendocrineFneoplasiaFtypesFWFandFXTFMethodsUinUMolecularUMedicineRF2004RFeXRFXbcSdY 3

63 mFgeneticallyFengineeredFVceFcellFlineFβpWFexpressingFratFoY}XnWFexhibitsFchromosomalFinstabilityF
atFtheFintegrationFsiteFofFtheFtransfectedFpzmTFMutagenesisRF1995RFWVRFaZeSaZ 2.8 3

62 yisannotationFofFmultipleSnucleotideFvariantsFrisksFmisdiagnosisTFWellcomeUOpenUResearchRZRFWZa 4.8 3

61 }ermanentFneonatalFdiabetesFmellitusFdueFtoFanFmnoodFmutationfFaFcaseFreportTFJOPyUJournalUofUtheU
PancreasRF2014RFWaRFWedSXVV 1.2 3

60
αesponseFtoFxetterFtoFtheFqditorfFHpTValdVZyetRFtheFyostFrrequentF}athogenicFyutationFinFαqTRF
oonfersFaFVeryFxowFxifetimeFαiskFofFyedullaryFThyroidFoancerHTFJournalUofUClinicalUEndocrinologyU
andUMetabolismRF2018RFWVYRFYaWdSYaWe

5.6 3
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59 yolecularFseneticsRFolinicalFoharacteristicsRFandFTreatmentF{utcomesFofFwSohannelFzeonatalF
piabetesFyellitusFinFVietnamFzationalFohildrenMsFtospitalTFFrontiersUinUEndocrinologyRF2021RFWXRFcXcVdY 5.7 3

58 βingleFpatientFinFsowSy{pYFfamilyFsuccessfullyFreSdiagnosedFintoFsowS}zpyFthroughFtargetedF
nextSgenerationFsequencingFtechnologyTFActaUDiabetologicaRF2016RFaYRFYYcSd 3.9 2

57 }ermanentFneonatalFdiabetesFcausedFbyFaFnovelFmutationFinFtheFuzβFgeneTFDiabetesUResearchUandU
ClinicalUPracticeRF2013RFeeRFeaSd 7.4 2

56 zextSsenerationFβequencingFforFtheFpiagnosisFofFyonogenicFpiabetesFandFpiscoveryFofFzovelF
metiologiesTFFrontiersUinUDiabetesRF2014RFcWSdb 0.6 2

55 oommentFonfFwhuranaFetFalTFTheFdiagnosisFofFneonatalFdiabetesFinFaFmotherFatFXaFyearsFofFageTF
piabetesFoareFXVWXgYafeaeTFDiabetesUCareRF2013RFYbRFeYW 14.6 2

54 yanyFpatientsFhaveFanFidentifiableFgeneticFcauseFofFtirschsprungMsFdiseaseTFBMJkUTheRF2012RFYZaRFedWee 5.9 2

53 TheFrenalFcystsFandFdiabetesFNαompOFsyndromeFinFaFchildFwithFdeletionFofFtheFhepatocyteFnuclearF
factorSW˛†FgeneTFIndianUJournalUofUPediatricsRF2010RFccRFWZXeSYW 3 2

52
zeonatalFdiabetesFisFmoreFthanFjustFaFpaediatricFproblemfFacFyearsFofFdiabetesFfromFaFwirbTXF
mutationTFPracticalUDiabetesUInternationalyUtheUInternationalUJournalUforUDiabetesUCareUTeamsU
WorldwideRF2005RFXXRFYZXSYZZ

2

51 qvaluationFofFqvidenceFforF}athogenicityFpemonstratesFthatFnxwRFwxrWWFandF}mXZFβhouldFnotFbeF
uncludedFinFpiagnosticFTestingFforFy{pYTTFDiabetesRF2022RF 0.9 2

50 }artialFdiazoxideFresponsivenessFinFaFneonateFwithFhyperinsulinismFdueFtoFhomozygousFmnoodF
mutationTFEndocrinologykUDiabetesUandUMetabolismUCaseUReportsRF2019RFXVWeRF 1.4 2

49 βyndromicFyonogenicFpiabetesFsenesFβhouldFbeFTestedFinF}atientsFWithFaFolinicalFβuspicionFofF
y{pYTFDiabetesRF2021RF 0.9 2

48
oongenitalFhyperinsulinismFandFevolutionFtoFsulfonylureaSresponsiveFdiabetesFlaterFinFlifeFdueFtoFaF
novelFhomozygousFpTxWcWrFmnoodFmutationTFJCRPEUJournalUofUClinicalUResearchUinUPediatricU
EndocrinologyR

1.9 2

47
olinicalFandFseneticFoharacteristicsRFyanagementFandFxongSTermFrollowSUpFofFTurkishF}atientsF
withFoongenitalFtyperinsulinismTFJCRPEUJournalUofUClinicalUResearchUinUPediatricUEndocrinologyRF2016RF
dRFWecSXVZ

1.9 2

46 yissenseFsubstitutionsFatFaFconservedFWZSYSYFbindingFsiteFinFtpmoZFcauseFaFnovelFintellectualF
disabilityFsyndromeTFHumanUGeneticsUandUGenomicsUAdvancesRF2021RFXRFWVVVWa 0.8 2

45 oongenitalFhyperinsulinismFcausedFbyFmutationsFinFmnoodFNβUαWOFgeneTFIndianUPediatricsRF2011RFZdRFcYYSZ1.2 2

44
olinicalFpresentationFandFtreatmentFresponseFtoFdiazoxideFinFtwoFsiblingsFwithFcongenitalF
hyperinsulinismFasFaFresultFofFaFnovelFcompoundFheterozygousFmnoodFmissenseFmutationTFJournalU
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