
Jerry Vockley

ListiofiPublicationsibyiCitations

Source:ihttps://exalyycom/authorxpdf/6310265/jerryxvockleyxpublicationsxbyxcitationsypdf

Version:i2024x04x17i

ThisidocumentihasibeenigeneratedibasedionitheipublicationsiandicitationsirecordedibyiexalyycomyiFori

theilatestiversioniofithisipublicationilistvivisititheilinkigiveniabovey

TheithirdicolumniisitheiimpactifactorirIFsiofitheijournalvianditheifourthicolumniisitheinumberiofi

citationsiofitheiarticley

281
papers

9,524
citations

56
h-index

85
g-index

311
ext. papers

11,362
ext. citations

4.6
avg, IF

5.92
L-index



l Paper IF Citations

281 zncreasedIlevelsIofIplasmaIacylcarnitinesIinIobesityIandItypeIcIdiabetesIandIidentificationIofIaI
markerIofIglucolipotoxicityXIObesityVI2010VIbiVIbgjfWhaa 8 392

280
vffectsIofIdietIandIphysicalIactivityIinterventionsIonIweightIlossIandIcardiometabolicIriskIfactorsIinI
severelyIobeseIadultskIaIrandomizedItrialXIJAMAhxhJournalhofhthehAmericanhMedicalhAssociationVI2010VI
daeVIbhjfWiac

27.4 353

279 PhenylalanineIhydroxylaseIdeficiencykIdiagnosisIandImanagementIguidelineXIGeneticshinhMedicineVI
2014VIbgVIbiiWcaa 8.1 326

278
TargetedIdisruptionIofImouseIlongWchainIacylWtorIdehydrogenaseIgeneIrevealsIcrucialIrolesIforI
fattyIacidIoxidationXIProceedingshofhthehNationalhAcademyhofhScienceshofhthehUnitedhStateshofhAmericaVI
1998VIjfVIbffjcWh

11.5 185

277 MetabolomicIprofilingIofIfattyIacidIandIaminoIacidImetabolismIinIyouthIwithIobesityIandItypeIcI
diabeteskIevidenceIforIenhancedImitochondrialIoxidationXIDiabeteshCareVI2012VIdfVIgafWbb 14.6 182

276 SynergisticIheterozygositykIdiseaseIresultingIfromImultipleIpartialIdefectsIinIoneIorImoreImetabolicI
pathwaysXIMolecularhGeneticshandhMetabolismVI2000VIhbVIbaWi 3.7 176

275 zsovalericIacidemiakInewIaspectsIofIgeneticIandIphenotypicIheterogeneityXIAmericanhJournalhofh
MedicalhGeneticswhParthC:hSeminarshinhMedicalhGeneticsVI2006VIbectVIjfWbad 3.1 144

274
vfficacyIofIsapropterinIdihydrochlorideIinIincreasingIphenylalanineItoleranceIinIchildrenIwithI
phenylketonuriakIaIphaseIzzzVIrandomizedVIdoubleWblindVIplaceboWcontrolledIstudyXIJournalhofh
PediatricsVI2009VIbfeVIhaaWh

3.6 142

273 MolecularIheterogeneityIinIveryWlongWchainIacylWtorIdehydrogenaseIdeficiencyIcausingIpediatricI
cardiomyopathyIandIsuddenIdeathXICirculationVI1999VIjjVIbddhWed 16.7 135

272 SirtuinIdIRSzRTdSIproteinIregulatesIlongWchainIacylWtorIdehydrogenaseIbyIdeacetylatingIconservedI
lysinesInearItheIactiveIsiteXIJournalhofhBiologicalhChemistryVI2013VIciiVIddidhWddieh 5.4 123

271 sarriersItoItheIsuccessfulItreatmentIofIliverIdiseaseIbyIhepatocyteItransplantationXIJournalhofh
HepatologyVI2010VIfdVIhgjWhe 13.4 122

270 rIcommonImutationIisIassociatedIwithIaImildVIpotentiallyIasymptomaticIphenotypeIinIpatientsIwithI
isovalericIacidemiaIdiagnosedIbyInewbornIscreeningXIAmericanhJournalhofhHumanhGeneticsVI2004VIhfVIbbdgWec11 119

269 RecommendationsIforItheInutritionImanagementIofIphenylalanineIhydroxylaseIdeficiencyXIGeneticsh
inhMedicineVI2014VIbgVIbcbWdb 8.1 117

268 LiverItransplantationIforIclassicalImapleIsyrupIurineIdiseasekIlongWtermIfollowWupIinIdhIpatientsIandI
comparativeIUnitedINetworkIforIOrganISharingIexperienceXIJournalhofhPediatricsVI2012VIbgaVIbbgWcbXeb 3.6 116

267
MolecularItloningIandINucleotideISequenceIofIcuNrsIvncodingItheIPrecursorsIofIRatILongIthainI
rcylWtoenzymeIrVIShortIthainIrcylWtoenzymeIrVIandIzsovalerylWtoenzymeIrIuehydrogenasesXI
JournalhofhBiologicalhChemistryVI1989VIcgeVIbgdcbWbgddb

5.4 114

266
MolecularIcloningIandInucleotideIsequenceIofIcuNrsIencodingItheIprecursorsIofIratIlongIchainI
acylWcoenzymeIrVIshortIchainIacylWcoenzymeIrVIandIisovalerylWcoenzymeIrIdehydrogenasesXI
SequenceIhomologyIofIfourIenzymesIofItheIacylWtorIdehydrogenaseIfamilyXIJournalhofhBiologicalh
ChemistryVI1989VIcgeVIbgdcbWdb

5.4 112

265
SingleWdoseVIsubcutaneousIrecombinantIphenylalanineIammoniaIlyaseIconjugatedIwithI
polyethyleneIglycolIinIadultIpatientsIwithIphenylketonuriakIanIopenWlabelVImulticentreVIphaseIbI
doseWescalationItrialXILancetwhTheVI2014VIdieVIdhWee

40 109

JerryuVockley

2



264 vvidenceIforIphysicalIassociationIofImitochondrialIfattyIacidIoxidationIandIoxidativeI
phosphorylationIcomplexesXIJournalhofhBiologicalhChemistryVI2010VIcifVIcjideWeb 5.4 109

263 RoleIofIcommonIgeneIvariationsIinItheImolecularIpathogenesisIofIshortWchainIacylWtorI
dehydrogenaseIdeficiencyXIPediatrichResearchVI2001VIejVIbiWcd 3.2 105

262
xestationalVIpathologicIandIbiochemicalIdifferencesIbetweenIveryIlongWchainIacylWtorI
dehydrogenaseIdeficiencyIandIlongWchainIacylWtorIdehydrogenaseIdeficiencyIinItheImouseXIHumanh
MolecularhGeneticsVI2001VIbaVIcagjWhh

5.6 99

261 rInewIgeneticIdisorderIinImitochondrialIfattyIacidIbetaWoxidationkIrtrujIdeficiencyXIAmericanh
JournalhofhHumanhGeneticsVI2007VIibVIihWbad 11 96

260 rIproposedInosologyIofIinbornIerrorsIofImetabolismXIGeneticshinhMedicineVI2019VIcbVIbacWbag 8.1 92

259 StructureIofIhumanIisovalerylWtorIdehydrogenaseIatIcXgIrIresolutionkIstructuralIbasisIforIsubstrateI
specificityVXIBiochemistryVI1997VIdgVIieffWge 3.2 91

258
TheIrtruSIgeneIvariationIspectrumIinIbbeIpatientsIwithIshortWchainIacylWtorIdehydrogenaseI
RStruSIdeficiencyIisIdominatedIbyImissenseIvariationsIleadingItoIproteinImisfoldingIatItheIcellularI
levelXIHumanhGeneticsVI2008VIbceVIedWfg

6.3 84

257 siallelicIMutationsIinINsrSItauseIRecurrentIrcuteILiverIwailureIwithIOnsetIinIznfancyXIAmericanh
JournalhofhHumanhGeneticsVI2015VIjhVIbgdWj 11 83

256 LiverItransplantationIforIpediatricImetabolicIdiseaseXIMolecularhGeneticshandhMetabolismVI2014VIbbbVIebiWch3.7 82

255 MediumWchainIacylWtorIdehydrogenaseIdeficiencyIinIgeneWtargetedImiceXIPLoShGeneticsVI2005VIbVIecd 6 82

254 yeritableIconnectiveItissueIdisordersIinIcervicalIarteryIdissectionskIaIprospectiveIstudyXINeurologyVI
1998VIfaVIbbggWj 6.5 82

253 RandomizedIdoseWescalationItrialIofIelamipretideIinIadultsIwithIprimaryImitochondrialImyopathyXI
NeurologyVI2018VIjaVIebcbcWebccb 6.5 81

252 MitochondrialIstructureVIfunctionIandIdynamicsIareItemporallyIcontrolledIbyIcWMycXIPLoShONEVI2012
VIhVIedhgjj 3.7 79

251 cWMethylbutyrylWcoenzymeIrIdehydrogenaseIdeficiencykIaInewIinbornIerrorIofILWisoleucineI
metabolismXIPediatrichResearchVI2000VIehVIidaWd 3.2 79

250 yumanIacylWtorIdehydrogenaseWjIplaysIaInovelIroleIinItheImitochondrialIbetaWoxidationIofI
unsaturatedIfattyIacidsXIJournalhofhBiologicalhChemistryVI2005VIciaVIdcdajWbg 5.4 76

249 PegvaliaseIforItheItreatmentIofIphenylketonuriakIResultsIofIaIlongWtermIphaseIdIclinicalItrialI
programIRPRzSMSXIMolecularhGeneticshandhMetabolismVI2018VIbceVIchWdi 3.7 75

248 rcuteIfattyIliverIofIpregnancyIassociatedIwithIshortWchainIacylWcoenzymeIrIdehydrogenaseI
deficiencyXIJournalhofhPediatricsVI2001VIbdiVIfifWi 3.6 75

247 SevereIhypoglycemiaIasIaIpresentingIsymptomIofIcarbohydrateWdeficientIglycoproteinIsyndromeXI
JournalhofhPediatricsVI1999VIbdfVIhhfWib 3.6 74

(1999-2010)

3



246 MutationsIinItheIhumanISteMOLIgeneIencodingIaImethylIsterolIoxidaseIcauseIpsoriasiformI
dermatitisVImicrocephalyVIandIdevelopmentalIdelayXIJournalhofhClinicalhInvestigationVI2011VIbcbVIjhgWie 15.9 72

245 RareIdisordersIofImetabolismIwithIelevatedIbutyrylWIandIisobutyrylWcarnitineIdetectedIbyItandemI
massIspectrometryInewbornIscreeningXIPediatrichResearchVI2003VIfeVIcbjWcd 3.2 71

244 uefectIinIuimethylglycineIuehydrogenaseVIaINewIznbornIvrrorIofIMetabolismkINMRISpectroscopyI
StudyXIClinicalhChemistryVI1999VIefVIefjWege 5.5 71

243 RecurrentIacuteIliverIfailureIdueItoINsrSIdeficiencykIphenotypicIspectrumVIdiseaseImechanismsVI
andItherapeuticIconceptsXIJournalhofhInheritedhMetabolichDiseaseVI2016VIdjVIdWbg 5.4 68

242 StructuralIbasisIforIsubstrateIfattyIacylIchainIspecificitykIcrystalIstructureIofIhumanIveryWlongWchainI
acylWtorIdehydrogenaseXIJournalhofhBiologicalhChemistryVI2008VIcidVIjedfWed 5.4 68

241 rcylWtorIdehydrogenaseskIuynamicIhistoryIofIproteinIfamilyIevolutionXIJournalhofhMolecularh
EvolutionVI2009VIgjVIbhgWjd 3.1 67

240 MisfoldingVIdegradationVIandIaggregationIofIvariantIproteinsXITheImolecularIpathogenesisIofIshortI
chainIacylWtorIdehydrogenaseIRStruSIdeficiencyXIJournalhofhBiologicalhChemistryVI2003VIchiVIeheejWfi 5.4 67

239 cWMycIprogramsIfattyIacidImetabolismIandIdictatesIacetylWtorIabundanceIandIfateXIJournalhofh
BiologicalhChemistryVI2014VIcijVIcfdicWjc 5.4 66

238
LongWtermImajorIclinicalIoutcomesIinIpatientsIwithIlongIchainIfattyIacidIoxidationIdisordersIbeforeI
andIafterItransitionItoItriheptanoinItreatmentWWrIretrospectiveIchartIreviewXIMolecularhGeneticshandh
MetabolismVI2015VIbbgVIfdWga

3.7 65

237 uefectsIofImitochondrialIbetaWoxidationkIaIgrowingIgroupIofIdisordersXINeuromuscularhDisordersVI
2002VIbcVIcdfWeg 2.9 65

236 zdentificationIandIcharacterizationIofInewIlongIchainIacylWtorIdehydrogenasesXIMolecularhGeneticsh
andhMetabolismVI2011VIbacVIebiWcj 3.7 63

235 ShortWchainIacylWcoenzymeIrIdehydrogenaseIdeficiencyXIMolecularhGeneticshandhMetabolismVI2008VI
jfVIbjfWcaa 3.7 63

234 tlinicalIandIneurocognitiveIoutcomeIinIsymptomaticIisovalericIacidemiaXIOrphanethJournalhofhRareh
DiseasesVI2012VIhVIj 4.2 62

233 trystalIstructureIofIratIshortIchainIacylWtorIdehydrogenaseIcomplexedIwithIacetoacetylWtorkI
comparisonIwithIotherIacylWtorIdehydrogenasesXIJournalhofhBiologicalhChemistryVI2002VIchhVIbccaaWh 5.4 61

232
LongWchainIacylWtorIdehydrogenaseIisIaIkeyIenzymeIinItheImitochondrialIbetaWoxidationIofI
unsaturatedIfattyIacidsXIBiochimicahEthBiophysicahActahxhMolecularhandhCellhBiologyhofhLipidsVI2000VI
beifVIbcbWi

5 61

231 ShortWchainIacylWtorIdehydrogenaseIdeficiencykIaIcauseIofIophthalmoplegiaIandImulticoreI
myopathyXINeurologyVI1999VIfcVIdggWhc 6.5 61

230 tloningIofIdimethylglycineIdehydrogenaseIandIaInewIhumanIinbornIerrorIofImetabolismVI
dimethylglycineIdehydrogenaseIdeficiencyXIAmericanhJournalhofhHumanhGeneticsVI2001VIgiVIidjWeh 11 59

229 MetabolicIReprogrammingIinIrstrocytesIuistinguishesIRegionWSpecificINeuronalISusceptibilityIinI
yuntingtonIMiceXICellhMetabolismVI2019VIcjVIbcfiWbchdXebb 24.6 58

JerryuVockley

4



228 TriheptanoinIversusItrioctanoinIforIlongWchainIfattyIacidIoxidationIdisorderskIaIdoubleIblindedVI
randomizedIcontrolledItrialXIJournalhofhInheritedhMetabolichDiseaseVI2017VIeaVIidbWied 5.4 57

227 MetabolomicIprofilingIofIaminoIacidsIandI˛†WcellIfunctionIrelativeItoIinsulinIsensitivityIinIyouthXI
JournalhofhClinicalhEndocrinologyhandhMetabolismVI2012VIjhVIvcbbjWce 5.6 56

226 rdvancesIandIchallengesIinItheItreatmentIofIbranchedWchainIaminoYketoIacidImetabolicIdefectsXI
JournalhofhInheritedhMetabolichDiseaseVI2012VIdfVIcjWea 5.4 54

225 zsolationIandIexpressionIofIaIcuNrIencodingItheIprecursorIforIaInovelImemberIRrtruSsSIofItheI
acylWtorIdehydrogenaseIgeneIfamilyXIGenomicsVI1994VIceVIciaWh 4.3 54

224 tharacterizationIofImolecularIdefectsIinIisovalerylWtorIdehydrogenaseIinIpatientsIwithIisovalericI
acidemiaXIBiochemistryVI1998VIdhVIbadcfWdf 3.2 53

223
ShortWchainIacylWtorIdehydrogenaseIgeneImutationIRcXdbjtoTSIpresentsIwithIclinicalIheterogeneityI
andIisIcandidateIfounderImutationIinIindividualsIofIrshkenaziIβewishIoriginXIMolecularhGeneticshandh
MetabolismVI2008VIjdVIbhjWij

3.7 53

222 ProspectiveIdiagnosisIofIcWmethylbutyrylWtorIdehydrogenaseIdeficiencyIinItheIymongIpopulationI
byInewbornIscreeningIusingItandemImassIspectrometryXIPediatricsVI2003VIbbcVIheWi 7.4 53

221 zdentificationIofIisobutyrylWtorIdehydrogenaseIandIitsIdeficiencyIinIhumansXIMolecularhGeneticsh
andhMetabolismVI2002VIhhVIgiWhj 3.7 52

220 OutcomesIandIgenotypeWphenotypeIcorrelationsIinIfcIindividualsIwithIVLtruIdeficiencyIdiagnosedI
byINsSIandIenrolledIinItheIzsvMWzSIdatabaseXIMolecularhGeneticshandhMetabolismVI2016VIbbiVIchcWib 3.7 51

219 vxonIskippingIinIzVuIRNrIprocessingIinIisovalericIacidemiaIcausedIbyIpointImutationsIinItheIcodingI
regionIofItheIzVuIgeneXIAmericanhJournalhofhHumanhGeneticsVI2000VIggVIdfgWgh 11 51

218 StructuresIofIisobutyrylWtorIdehydrogenaseIandIenzymeWproductIcomplexkIcomparisonIwithI
isovalerylWIandIshortWchainIacylWtorIdehydrogenasesXIJournalhofhBiologicalhChemistryVI2004VIchjVIbgfcgWde5.4 50

217 SynergisticIheterozygosityIinImiceIwithIinheritedIenzymeIdeficienciesIofImitochondrialIfattyIacidI
betaWoxidationXIMolecularhGeneticshandhMetabolismVI2005VIifVIhWbb 3.7 48

216 TriheptanoinItreatmentIinIpatientsIwithIpediatricIcardiomyopathyIassociatedIwithIlongIchainWfattyI
acidIoxidationIdisordersXIMolecularhGeneticshandhMetabolismVI2016VIbbjVIccdWcdb 3.7 47

215 UXaahIforItheItreatmentIofIlongIchainWfattyIacidIoxidationIdisorderskISafetyIandIefficacyIinIchildrenI
andIadultsIfollowingIceweeksIofItreatmentXIMolecularhGeneticshandhMetabolismVI2017VIbcaVIdhaWdhh 3.7 44

214 tomplexIzIassemblyIfunctionIandIfattyIacidIoxidationIenzymeIactivityIofIrtrujIbothIcontributeItoI
diseaseIseverityIinIrtrujIdeficiencyXIHumanhMolecularhGeneticsVI2015VIceVIdcdiWeh 5.6 44

213 rInovelImitochondrialItRNrRLeuRUURSSImutationIinIaIpatientIwithIfeaturesIofIMvRRwIandI
KearnsWSayreIsyndromeXINeuromuscularhDisordersVI2003VIbdVIddeWea 2.9 44

212 zdentificationIofItheIactiveIsiteIcatalyticIresidueIinIhumanIisovalerylWtorIdehydrogenaseXI
BiochemistryVI1995VIdeVIbabegWfc 3.2 44

211 TheIxeneticILandscapeIandIvpidemiologyIofIPhenylketonuriaXIAmericanhJournalhofhHumanhGeneticsVI
2020VIbahVIcdeWcfa 11 44

(2020-2017)

5



210 tognitiveIandIadaptiveIfunctioningIafterIliverItransplantationIforImapleIsyrupIurineIdiseasekIaIcaseI
seriesXIPediatrichTransplantationVI2011VIbfVIfiWge 1.8 42

209 yighWlevelIexpressionIofIanIalteredIcuNrIencodingIhumanIisovalerylWtorIdehydrogenaseIinI
vscherichiaIcoliXIGeneVI1995VIbgaVIcgdWh 3.8 42

208 tlinicalVIbiochemicalIandIgeneticIspectrumIofIhaIpatientsIwithIrtrujIdeficiencykIisIriboflavinI
supplementationIeffectivepXIOrphanethJournalhofhRarehDiseasesVI2018VIbdVIbca 4.2 41

207 WomenIhaveIhigherIproteinIcontentIofIbetaWoxidationIenzymesIinIskeletalImuscleIthanImenXIPLoSh
ONEVI2010VIfVIebcacf 3.7 41

206 uevelopmentIofIaInewbornIscreeningIfollowWupIalgorithmIforItheIdiagnosisIofIisobutyrylWtorI
dehydrogenaseIdeficiencyXIGeneticshinhMedicineVI2007VIjVIbaiWbg 8.1 41

205 LiverITransplantationIforIPropionicIrcidemiaIandIMethylmalonicIrcidemiakIPerioperativeI
ManagementIandItlinicalIOutcomesXILiverhTransplantationVI2018VIceVIbcgaWbcha 4.5 39

204
zmpairedItetramerIassemblyIofIvariantImediumWchainIacylWcoenzymeIrIdehydrogenaseIwithIaI
glutamateIorIaspartateIsubstitutionIforIlysineIdaeIcausingIinstabilityIofItheIproteinXIJournalhofh
BiologicalhChemistryVI1992VIcghVIcgaaeWba

5.4 39

203 NeurometabolicIuisorderskIPotentiallyITreatableIrbnormalitiesIinIPatientsIWithI
TreatmentWRefractoryIuepressionIandISuicidalIsehaviorXIAmericanhJournalhofhPsychiatryVI2017VIbheVIecWfa11.9 38

202 MolecularIandIcellularIpathologyIofIveryWlongWchainIacylWtorIdehydrogenaseIdeficiencyXIMolecularh
GeneticshandhMetabolismVI2013VIbajVIcbWh 3.7 37

201 MitochondrialIfattyIacidIoxidationIandItheIelectronItransportIchainIcompriseIaImultifunctionalI
mitochondrialIproteinIcomplexXIJournalhofhBiologicalhChemistryVI2019VIcjeVIbcdiaWbcdjb 5.4 36

200
vvaluationIofImitochondrialIbioenergeticsVIdynamicsVIendoplasmicIreticulumWmitochondriaI
crosstalkVIandIreactiveIoxygenIspeciesIinIfibroblastsIfromIpatientsIwithIcomplexIzIdeficiencyXI
ScientifichReportsVI2018VIiVIbbgf

4.9 36

199 wollistatinWlikeIproteinIbIenhancesINLRPdIinflammasomeWmediatedIzLWb˛†IsecretionIfromImonocytesI
andImacrophagesXIEuropeanhJournalhofhImmunologyVI2014VIeeVIbeghWhj 6.1 36

198 vxpressionIandIcharacterizationIofImutationsIinIhumanIveryIlongWchainIacylWtorIdehydrogenaseI
usingIaIprokaryoticIsystemXIMolecularhGeneticshandhMetabolismVI2007VIjbVIbdiWeh 3.7 36

197 uiagnosisIandImanagementIofIdefectsIofImitochondrialIbetaWoxidationXICurrenthOpinionhinhClinicalh
NutritionhandhMetabolichCareVI2002VIfVIgabWj 3.8 36

196 TheIchangingIfaceIofIdisordersIofIfattyIacidIoxidationXIMayohClinichProceedingsVI1994VIgjVIcejWfh 6.4 36

195
zmpairedItetramerIassemblyIofIvariantImediumWchainIacylWcoenzymeIrIdehydrogenaseIwithIaI
glutamateIorIaspartateIsubstitutionIforIlysineIdaeIcausingIinstabilityIofItheIproteinXXIJournalhofh
BiologicalhChemistryVI1992VIcghVIcgaaeWcgaba

5.4 35

194 LongWchainIacylWtorIdehydrogenaseIdeficiencyIasIaIcauseIofIpulmonaryIsurfactantIdysfunctionXI
JournalhofhBiologicalhChemistryVI2014VIcijVIbaggiWbaghj 5.4 34

193 MetabolismIasIaIcomplexIgeneticItraitVIaIsystemsIbiologyIapproachkIimplicationsIforIinbornIerrorsI
ofImetabolismIandIclinicalIdiseasesXIJournalhofhInheritedhMetabolichDiseaseVI2008VIdbVIgbjWcj 5.4 33

JerryuVockley

6



192 NutritionalIinterventionsIinIprimaryImitochondrialIdisorderskIuevelopingIanIevidenceIbaseXI
MolecularhGeneticshandhMetabolismVI2016VIbbjVIbihWcag 3.7 33

191 PegvaliaseIforItheItreatmentIofIphenylketonuriakIrIpivotalVIdoubleWblindIrandomizedI
discontinuationIPhaseIdIclinicalItrialXIMolecularhGeneticshandhMetabolismVI2018VIbceVIcaWcg 3.7 32

190 rnIinternationalIclassificationIofIinheritedImetabolicIdisordersIRztzMuSXIJournalhofhInheritedh
MetabolichDiseaseVI2021VIeeVIbgeWbhh 5.4 32

189 UrinaryIphenylacetylglutamineIasIdosingIbiomarkerIforIpatientsIwithIureaIcycleIdisordersXI
MolecularhGeneticshandhMetabolismVI2012VIbahVIdaiWbe 3.7 31

188 vfficacyIandISafetyIofIrsfotaseIrlfaIinIznfantsIandIYoungIthildrenIWithIyypophosphatasiakIrIPhaseI
cIOpenWLabelIStudyXIJournalhofhClinicalhEndocrinologyhandhMetabolismVI2019VIbaeVIchdfWcheh 5.6 30

187 NovelImutationIinIMYyhIgeneIassociatedIwithIdistalImyopathyIandIcardiomyopathyXINeuromuscularh
DisordersVI2011VIcbVIcbjWcc 2.9 30

186
tharacterizationIofInewIrtruSsIgeneIsequenceImutationsIandIclinicalIimplicationsIinIpatientsI
withIcWmethylbutyrylglycinuriaIidentifiedIbyInewbornIscreeningXIMolecularhGeneticshandhMetabolism
VI2010VIbaaVIdddWi

3.7 30

185 vnhancedIdefenseIagainstIPneumocystisIcariniiImediatedIbyIaInovelIdectinWbIreceptorIwcIfusionI
proteinXIJournalhofhImmunologyVI2007VIbhiVIdhacWbc 5.3 29

184
tloningIofIaIcuNrIforIshortYbranchedIchainIacylWtoenzymeIrIdehydrogenaseIfromIratIandI
characterizationIofIitsItissueIexpressionIandIsubstrateIspecificityXIArchiveshofhBiochemistryhandh
BiophysicsVI1996VIddbVIbchWdd

4.1 29

183 vvidenceWIandIconsensusWbasedIrecommendationsIforItheIuseIofIpegvaliaseIinIadultsIwithI
phenylketonuriaXIGeneticshinhMedicineVI2019VIcbVIbifbWbigh 8.1 29

182 znbornIvrrorsIofIMetabolismIwithIMyopathykIuefectsIofIwattyIrcidIOxidationIandItheItarnitineI
ShuttleISystemXIPediatrichClinicshofhNorthhAmericaVI2018VIgfVIdbhWddf 3.6 28

181 SapropterinIdihydrochlorideIuseIinIpregnantIwomenIwithIphenylketonuriakIanIinterimIreportIofItheI
PKUIMOMSIsubWregistryXIMolecularhGeneticshandhMetabolismVI2014VIbbcVIjWbg 3.7 28

180 NeuropsychologicalIoutcomesIinIfattyIacidIoxidationIdisorderskIifIcasesIdetectedIbyInewbornI
screeningXIDevelopmentalhDisabilitieshResearchhReviewsVI2013VIbhVIcgaWi 28

179 uiagnosisIofIPpossiblePImitochondrialIdiseasekIanIexistentialIcrisisXIJournalhofhMedicalhGeneticsVI2019VI
fgVIbcdWbda 5.8 27

178 znfantileIhypophosphatasiaIsecondaryItoIaInovelIcompoundIheterozygousImutationIpresentingI
withIpyridoxineWresponsiveIseizuresXIJIMDhReportsVI2013VIbbVIbhWce 1.9 27

177 MammalianIbranchedWchainIacylWtorIdehydrogenaseskImolecularIcloningIandIcharacterizationIofI
recombinantIenzymesXIMethodshinhEnzymologyVI2000VIdceVIcebWfi 1.7 27

176
ResultsIfromIaIhiWweekVIsingleWarmVIopenWlabelIphaseIcIstudyItoIevaluateIUXaahIinIpediatricIandI
adultIpatientsIwithIsevereIlongWchainIfattyIacidIoxidationIdisordersIRLtWwrOuSXIJournalhofhInheritedh
MetabolichDiseaseVI2019VIecVIbgjWbhh

5.4 26

175 rInovelIapproachItoItheIcharacterizationIofIsubstrateIspecificityIinIshortYbranchedIchainIrcylWtorI
dehydrogenaseXIJournalhofhBiologicalhChemistryVI2003VIchiVIdhjheWig 5.4 26

(2003-2016)

7



174
PurificationIandIcharacterizationIofItwoIpolymorphicIvariantsIofIshortIchainIacylWtorI
dehydrogenaseIrevealIreductionIofIcatalyticIactivityIandIstabilityIofItheIxlybifSerIenzymeXI
BiochemistryVI2002VIebVIbbbcgWdd

3.2 26

173 uefectIinIdimethylglycineIdehydrogenaseVIaInewIinbornIerrorIofImetabolismkINMRIspectroscopyI
studyXIClinicalhChemistryVI1999VIefVIefjWge 5.5 25

172 SafetyIandIefficacyIofIomaveloxoloneIinIpatientsIwithImitochondrialImyopathykIMOTORItrialXI
NeurologyVI2020VIjeVIegihWegji 6.5 24

171 uifferentIspectrumIofImutationsIofIisovalerylWtorIdehydrogenaseIRzVuSIgeneIinIKoreanIpatientsI
withIisovalericIacidemiaXIMolecularhGeneticshandhMetabolismVI2007VIjcVIhbWh 3.7 24

170
LeakyIbetaWoxidationIofIaItransWfattyIacidkIincompleteIbetaWoxidationIofIelaidicIacidIisIdueItoItheI
accumulationIofIfWtransWtetradecenoylWtorIandIitsIhydrolysisIandIconversionItoI
fWtransWtetradecenoylcarnitineIinItheImatrixIofIratImitochondriaXIJournalhofhBiologicalhChemistryVI
2004VIchjVIfcbgaWh

5.4 24

169
MitochondrialIenergeticsIisIimpairedIinIveryIlongWchainIacylWtorIdehydrogenaseIdeficiencyIandIcanI
beIrescuedIbyItreatmentIwithImitochondriaWtargetedIelectronIscavengersXIHumanhMolecularh
GeneticsVI2019VIciVIjciWjeb

5.6 24

168 sloodIammoniaIandIglutamineIasIpredictorsIofIhyperammonemicIcrisesIinIpatientsIwithIureaIcycleI
disorderXIGeneticshinhMedicineVI2015VIbhVIfgbWi 8.1 23

167 wunctionalIroleIofItheIactiveIsiteIglutamateWdgiIinIratIshortIchainIacylWtorIdehydrogenaseXI
BiochemistryVI1996VIdfVIbfdfgWgd 3.2 23

166 PurificationIofIhumanIadultIandIfoetalIintestinalIalkalineIphosphatasesIbyImonoclonalIantibodyI
immunoaffinityIchromatographyXIBiochemicalhJournalVI1984VIcbhVIfdfWeb 3.8 23

165 yumanIlongIchainVIveryIlongIchainIandImediumIchainIacylWtorIdehydrogenasesIareIspecificIforItheI
SWenantiomerIofIcWImethylpentadecanoylWtorXILipidshandhLipidhMetabolismVI1998VIbdjaVIdddWi 22

164 ProteomicIanalysisIofIhyperdynamicImouseIheartsIwithIenhancedIsarcoplasmicIreticulumIcalciumI
cyclingXIFASEBhJournalVI2004VIbiVIbhcfWh 0.9 22

163
tloningIofIaIgeneIforIanIacylWtorIdehydrogenaseIfromIPisumIsativumILXIandIpurificationIandI
characterizationIofIitsIproductIasIanIisovalerylWtorIdehydrogenaseXIJournalhofhBiologicalhChemistryVI
2000VIchfVIddhdiWed

5.4 22

162 uefiningIclinicalIsubgroupsIandIgenotypeWphenotypeIcorrelationsIinINsrSWassociatedIdiseaseI
acrossIbbaIpatientsXIGeneticshinhMedicineVI2020VIccVIgbaWgcb 8.1 22

161 MetforminIinhibitsIsranchedIthainIrminoIrcidIRstrrSIderivedIketoacidosisIandIpromotesI
metabolicIhomeostasisIinIMSUuXIScientifichReportsVI2016VIgVIcihhf 4.9 22

160 MutationsIinIrtTLgsItauseINeurodevelopmentalIueficitsIandIvpilepsyIandILeadItoILossIofI
uendritesIinIyumanINeuronsXIAmericanhJournalhofhHumanhGeneticsVI2019VIbaeVIibfWide 11 21

159 TheIroleIofIsterolWteWmethylIoxidaseIinIepidermalIbiologyXIBiochimicahEthBiophysicahActahxhMolecularh
andhCellhBiologyhofhLipidsVI2014VIbiebVIddbWf 5 21

158 LowIexpressionIofIlongWchainIacylWtorIdehydrogenaseIinIhumanIskeletalImuscleXIMolecularhGeneticsh
andhMetabolismVI2010VIbaaVIbgdWh 3.7 21

157 SandrowIsyndromeIofImirrorIhandsIandIfeetIandIfacialIabnormalitiesXIAmericanhJournalhofhMedicalh
GeneticshParthAVI1993VIegVIbcgWi 21

JerryuVockley
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156
MolecularIcharacterizationIofIfourIdifferentIclassesIofImutationsIinItheIisovalerylWtorI
dehydrogenaseIgeneIresponsibleIforIisovalericIacidemiaXIAmericanhJournalhofhHumanhGeneticsVI1991
VIejVIbehWfh

11 20

155 rlterationsIinIcWMycIphenotypesIresultingIfromIdynaminWrelatedIproteinIbIRurpbSWmediatedI
mitochondrialIfissionXICellhDeathhandhDiseaseVI2013VIeVIegha 9.8 19

154 yepaticIlymphangiomatosisImimickingIpolycysticIliverIdiseaseXIMayohClinichProceedingsVI1998VIhdVIbbiiWjc6.4 19

153
NormalINWacetylglutamateIconcentrationImeasuredIinIliverIfromIaInewIpatientIwithI
NWacetylglutamateIsynthetaseIdeficiencykIphysiologicIandIbiochemicalIimplicationsXIBiochemicalh
MedicinehandhMetabolichBiologyVI1992VIehVIdiWeg

19

152 rbnormalIlipidIprocessingIbutInormalIlongWtermIrepopulationIpotentialIofImycWYWIhepatocytesXI
OncotargetVI2016VIhVIdadhjWjf 3.3 19

151 vfficientIandIgentleIsiRNrIdeliveryIbyImagnetofectionXIBiotechnichandhHistochemistryVI2011VIigVIccgWdb 1.8 18

150 StructuralIanalysisIofIhumanIadultIandIfetalIalkalineIphosphatasesIbyIcyanogenIbromideIpeptideI
mappingXIProceedingshofhthehNationalhAcademyhofhScienceshofhthehUnitedhStateshofhAmericaVI1984VIibVIgbcaWd11.5 18

149
TheIvariantIhumanIisovalerylWtorIdehydrogenaseIgeneIresponsibleIforItypeIzzIisovalericIacidemiaI
determinesIanIRNrIsplicingIerrorVIleadingItoItheIdeletionIofItheIentireIsecondIcodingIexonIandItheI
productionIofIaItruncatedIprecursorIproteinIthatIinteractsIpoorlyIwithImitochondrialIimportI
receptorsXXIJournalhofhBiologicalhChemistryVI1992VIcghVIcejeWcfab

5.4 18

148 PhenylketonuriakIturrentITreatmentsIandIwutureIuevelopmentsXIDrugsVI2019VIhjVIejfWfaa 12.1 17

147 vvolvingITrendsIinILiverITransplantIforIMetabolicILiverIuiseaseIinItheIUnitedIStatesXILiverh
TransplantationVI2019VIcfVIjbbWjcb 4.5 17

146
LongWtermIsafetyIandIefficacyIofIpegvaliaseIforItheItreatmentIofIphenylketonuriaIinIadultskI
combinedIphaseIcIoutcomesIthroughIPrLWaadIextensionIstudyXIOrphanethJournalhofhRarehDiseasesVI
2018VIbdVIbai

4.2 17

145
PrevalenceIandImutationIanalysisIofIshortYbranchedIchainIacylWtorIdehydrogenaseIdeficiencyI
RSstruuSIdetectedIonInewbornIscreeningIinIWisconsinXIMolecularhGeneticshandhMetabolismVI2013VI
bbaVIbbbWf

3.7 17

144 RecurrentIvomitingIandIethylmalonicIaciduriaIassociatedIwithIrareImutationsIofItheIshortWchainI
acylWtorIdehydrogenaseIgeneXIJournalhofhInheritedhMetabolichDiseaseVI2003VIcgVIdhWec 5.4 17

143
TheIvariantIhumanIisovalerylWtorIdehydrogenaseIgeneIresponsibleIforItypeIzzIisovalericIacidemiaI
determinesIanIRNrIsplicingIerrorVIleadingItoItheIdeletionIofItheIentireIsecondIcodingIexonIandItheI
productionIofIaItruncatedIprecursorIproteinIthatIinteractsIpoorlyIwithImitochondrialIimportI
receptorsXIJournalhofhBiologicalhChemistryVI1992VIcghVIcejeWfab

5.4 17

142 MechanismWbasedIinhibitorIdiscriminationIinItheIacylWtorIdehydrogenasesXIBiochemistryVI1997VIdgVIhhgbWi3.2 16

141 StructureIandIanalysisIofItheIhumanIdimethylglycineIdehydrogenaseIgeneXIMolecularhGeneticshandh
MetabolismVI2000VIgjVIbibWh 3.7 16

140 tentralIpontineImyelinolysisIasIaIcomplicationIofIpartialIornithineIcarbamoylItransferaseI
deficiencyXIAmericanhJournalhofhMedicalhGeneticshParthAVI1995VIgaVIcbaWd 16

139 uifferentiationIofIhumanIadultIandIfetalIintestinalIalkalineIphosphatasesIwithImonoclonalI
antibodiesXIAmericanhJournalhofhHumanhGeneticsVI1984VIdgVIjihWbaaa 11 16

(1984-1991)
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138 rIrandomizedIcrossoverItrialIofIelamipretideIinIadultsIwithIprimaryImitochondrialImyopathyXI
JournalhofhCachexiawhSarcopeniahandhMuscleVI2020VIbbVIjajWjbi 10.3 15

137 PossibleIPhenylacetateIyepatotoxicityIuuringIeWPhenylbutyrateITherapyIofIsylerIuiseaseXIJournalh
ofhPediatrichGastroenterologyhandhNutritionVI2016VIgcVIeceWi 2.8 15

136 TherapiesIinIinbornIerrorsIofIoxidativeImetabolismXITrendshinhEndocrinologyhandhMetabolismVI2012VI
cdVIeiiWjf 8.8 15

135 SystemicIcorrectionIofIaIfattyIacidIoxidationIdefectIbyIintramuscularIinjectionIofIaIrecombinantI
adenoWassociatedIvirusIvectorXIHumanhGenehTherapyVI2006VIbhVIhbWia 4.8 15

134
ThermalIunfoldingIofImediumWchainIacylWtorIdehydrogenaseIandIisoRdSvalerylWtorIdehydrogenasekI
studyIofItheIeffectIofIgeneticIdefectsIonIenzymeIstabilityXIBiochimicahEthBiophysicahActahxhMolecularh
BasishofhDiseaseVI2004VIbgjaVIccWdc

6.9 15

133 ShortWchainIhydroxyacylWcoenzymeIrIdehydrogenaseIdeficiencyIpresentingIasIunexpectedIinfantI
deathkIrIfamilyIstudyXIJournalhofhPediatricsVI2000VIbdhVIcfhWj 3.6 15

132 VeryIlongIchainIfattyIacidImetabolismIisIrequiredIinIacuteImyeloidIleukemiaXIBloodVI2021VIbdhVIdfbiWdfdc2.2 15

131 SafetyIandIpharmacodynamicsIofIanIengineeredIvXIcoliINissleIforItheItreatmentIofIphenylketonuriakI
aIfirstWinWhumanIphaseIbYcaIstudyXINaturehMetabolismVI2021VIdVIbbcfWbbdc 14.6 15

130
vTyvbIandIMOtSbIdeficiencieskIuisruptionIofImitochondrialIbioenergeticsVIdynamicsVIredoxI
homeostasisIandIendoplasmicIreticulumWmitochondriaIcrosstalkIinIpatientIfibroblastsXIScientifich
ReportsVI2019VIjVIbcgfb

4.9 14

129 vxpandingIresearchItoIprovideIanIevidenceIbaseIforInutritionalIinterventionsIforItheImanagementI
ofIinbornIerrorsIofImetabolismXIMolecularhGeneticshandhMetabolismVI2013VIbajVIdbjWci 3.7 14

128 NovelIvTwIdehydrogenaseImutationsIinIaIpatientIwithImildIglutaricIaciduriaItypeIzzIandIcomplexIzzWzzzI
deficiencyIinIliverIandImuscleXIJournalhofhInheritedhMetabolichDiseaseVI2010VIddISupplIdVISeibWh 5.4 14

127
RoleIofIisovalerylWtorIdehydrogenaseIandIshortIbranchedWchainIacylWtorIdehydrogenaseIinItheI
metabolismIofIvalproicIacidkIimplicationsIforItheIbranchedWchainIaminoIacidIoxidationIpathwayXI
DrughMetabolismhandhDispositionVI2011VIdjVIbbffWga

4 14

126 zdentificationIofItheIcatalyticIresidueIofIhumanIshortYbranchedIchainIacylWtorIdehydrogenaseIbyIinI
vitroImutagenesisXIBBAhxhProteinshandhProteomicsVI1998VIbdicVIbdhWec 14

125 znvestigatingItheIlinkIofIrtrubaIdeficiencyItoItypeIcIdiabetesImellitusXIJournalhofhInheritedh
MetabolichDiseaseVI2018VIebVIejWfh 5.4 13

124 OutcomesIofIcasesIwithIdWmethylcrotonylWtorIcarboxylaseIRdWMttSIdeficiencyIWIReportIfromItheI
znbornIvrrorsIofIMetabolismIznformationISystemXIMolecularhGeneticshandhMetabolismVI2016VIbbiVIbfWca 3.7 13

123 UniqueIplasmaImetabolomicIsignaturesIofIindividualsIwithIinheritedIdisordersIofIlongWchainIfattyI
acidIoxidationXIJournalhofhInheritedhMetabolichDiseaseVI2016VIdjVIdjjWeai 5.4 13

122 rlteredIuNrImethylationIinIPryIdeficientIphenylketonuriaXIMolecularhGeneticshandhMetabolismVI
2015VIbbfVIhcWh 3.7 13

121 PotentialImisdiagnosisIofIdWmethylcrotonylWcoenzymeIrIcarboxylaseIdeficiencyIassociatedIwithI
absentIorItraceIurinaryIdWmethylcrotonylglycineXIPediatricsVI2007VIbcaVIebddfWea 7.4 13
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120 rIporcineImodelIofIphenylketonuriaIgeneratedIbyItRzSPRYtasjIgenomeIeditingXIJCIhInsightVI2020VI
fVI 9.9 13

119 vfficacyIandIsafetyIofIuVLWdWhydroxybutyrateIRuVLWdWysSItreatmentIinImultipleIacylWtorI
dehydrogenaseIdeficiencyXIGeneticshinhMedicineVI2020VIccVIjaiWjbg 8.1 13

118 uNrImethylationIinItheIpathophysiologyIofIhyperphenylalaninemiaIinItheIPryRenucSImouseImodelI
ofIphenylketonuriaXIMolecularhGeneticshandhMetabolismVI2016VIbbjVIbWh 3.7 12

117 uominoIliverItransplantationIforIselectImetabolicIdisorderskIvxpandingItheIlivingIdonorIpoolXIJIMDh
ReportsVI2019VIeiVIidWij 1.9 12

116
TechniqueIandIoutcomeIofIdominoIliverItransplantationIfromIpatientsIwithImapleIsyrupIurineI
diseasekIvxpandingItheIdonorIpoolIforIliveIdonorIliverItransplantationXIClinicalhTransplantationVI
2019VIddVIebdhcb

3.8 12

115 tomplexIchangesIinItheIliverImitochondrialIproteomeIofIshortIchainIacylWtorIdehydrogenaseI
deficientImiceXIMolecularhGeneticshandhMetabolismVI2014VIbbcVIdaWj 3.7 12

114 tlinicalItrialskIcuringIaIcriticalIdeficiencyIinImetabolicImedicineXIMolecularhGeneticshandhMetabolismVI
2010VIjjVIceeWf 3.7 12

113 tonvergentIevolutionIofIaIcWmethylbutyrylWtorIdehydrogenaseIfromIisovalerylWtorI
dehydrogenaseIinISolanumItuberosumXIJournalhofhBiologicalhChemistryVI2005VIciaVIeihdWj 5.4 12

112 uifferentialIdiagnosisIofIperinatalIhypophosphatasiakIradiologicIperspectivesXIPediatrichRadiologyVI
2019VIejVIdWcc 2.8 12

111 SafetyIandIefficacyIofIglycerolIphenylbutyrateIforImanagementIofIureaIcycleIdisordersIinIpatientsI
agedIcmonthsItoIcyearsXIMolecularhGeneticshandhMetabolismVI2017VIbccVIegWfd 3.7 11

110 vvidenceIforIinvolvementIofImediumIchainIacylWtorIdehydrogenaseIinItheImetabolismIofI
phenylbutyrateXIMolecularhGeneticshandhMetabolismVI2012VIbahVIgieWj 3.7 11

109 MitochondrialIimportIandIprocessingIofIwildItypeIandItypeIzzzImutantIisovalerylWtorI
dehydrogenaseXIJournalhofhBiologicalhChemistryVI2000VIchfVIhjfiWgd 5.4 11

108 zdentificationIofItheImolecularIdefectsIresponsibleIforItheIvariousIgenotypesIofIisovalericIacidemiaXI
ProgresshinhClinicalhandhBiologicalhResearchVI1992VIdhfVIfddWea 11

107 vffectsIofItriheptanoinIRUXaahSIinIpatientsIwithIlongWchainIfattyIacidIoxidationIdisorderskIResultsI
fromIanIopenWlabelVIlongWtermIextensionIstudyXIJournalhofhInheritedhMetabolichDiseaseVI2021VIeeVIcfdWcgd5.4 11

106 ReticularIuysgenesisIandIMitochondriopathyIznducedIbyIrdenylateIKinaseIcIueficiencyIwithI
rtypicalIPresentationXIScientifichReportsVI2019VIjVIbfhdj 4.9 10

105 uevelopmentIofIclinicalIguidelinesIforIinbornIerrorsIofImetabolismkIcommentaryXIMolecularh
GeneticshandhMetabolismVI2013VIbaiVIcadWf 3.7 10

104 MolecularIbasisIofIdimethylglycineIdehydrogenaseIdeficiencyIassociatedIwithIpathogenicIvariantI
ybajRXIJournalhofhInheritedhMetabolichDiseaseVI2008VIdbVIhgbWi 5.4 10

103 ThermodynamicIregulationIofIhumanIshortWchainIacylWtorIdehydrogenaseIbyIsubstrateIandI
productIbindingXIBiochemistryVI2005VIeeVIbgaedWfd 3.2 10

(2005-2020)
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102 zdentificationIofItaenorhabditisIelegansIisovalerylWtorIdehydrogenaseIandIstructuralIcomparisonI
withIotherIacylWtorIdehydrogenasesXIMolecularhGeneticshandhMetabolismVI2001VIhdVIbcgWdh 3.7 10

101
ccbInewbornWscreenedIneonatesIwithImediumWchainIacylWcoenzymeIrIdehydrogenaseIdeficiencykI
windingsIfromItheIznbornIvrrorsIofIMetabolismItollaborativeXIMolecularhGeneticshandhMetabolismVI
2016VIbbjVIhfWic

3.7 10

100 rnIacylWtorIdehydrogenaseImicroplateIactivityIassayIusingIrecombinantIporcineIelectronItransferI
flavoproteinXIAnalyticalhBiochemistryVI2019VIfibVIbbdddc 3.1 9

99 PyruvateIcarboxylaseIdeficiencyItypeIrIandItypeItkItharacterizationIofIfiveInovelIpathogenicI
variantsIinIPtIandIanalysisIofItheIgenotypeWphenotypeIcorrelationXIHumanhMutationVI2019VIeaVIibgWich 4.7 9

98 PegvaliaseIforItheItreatmentIofIphenylketonuriakIResultsIofItheIphaseIcIdoseWfindingIstudiesIwithI
longWtermIfollowWupXIMolecularhGeneticshandhMetabolismVI2020VIbdaVIcdjWceg 3.7 9

97 uisordersIofILeucineVIzsoleucineVIandIValineIMetabolismI2014VIbadWbeb 9

96
yeritableIdisordersIinItheImetabolismIofItheIdolicholskIrIbridgeIfromIsterolIbiosynthesisItoI
molecularIglycosylationXIAmericanhJournalhofhMedicalhGeneticswhParthC:hSeminarshinhMedicalhGeneticsVI
2012VIbgatVIdccWi

3.1 9

95 siochemicalIcorrectionIofIshortWchainIacylWcoenzymeIrIdehydrogenaseIdeficiencyIafterIportalIveinI
injectionIofIrrrViWStruXIHumanhGenehTherapyVI2008VIbjVIfhjWii 4.8 9

94 sloodIcytokineIpatternsIsuggestIaImodestIinflammationIphenotypeIinIsubjectsIwithIlongWchainI
fattyIacidIoxidationIdisordersXIPhysiologicalhReportsVI2019VIhVIebeadh 2.6 8

93
SelfWreportedItreatmentWassociatedIsymptomsIamongIpatientsIwithIureaIcycleIdisordersI
participatingIinIglycerolIphenylbutyrateIclinicalItrialsXIMolecularhGeneticshandhMetabolismVI2015VI
bbgVIcjWde

3.7 8

92
MammalianIelectronItransferringIflavoproteinXflavoproteinIdehydrogenaseIcomplexesIobservedIbyI
microelectrosprayIionizationWmassIspectrometryIandIsurfaceIplasmonIresonanceXIJournalhofh
BiologicalhChemistryVI2004VIchjVIbdhigWjb

5.4 8

91 xTPWcyclohydrolaseIdeficiencyIresponsiveItoIsapropterinIandIfWyTPIsupplementationkIreliefIofI
treatmentWrefractoryIdepressionIandIsuicidalIbehaviourXIBMJhCasehReportsVI2011VIcabbVI 0.9 8

90 TheIUseIofIvxternalItontrolsIinIwurIRegulatoryIuecisionIMakingXITherapeutichInnovationhandh
RegulatoryhScienceVI2021VIffVIbabjWbadf 1.2 8

89 zmpactIofInewbornIscreeningIonItheIreportedIincidenceIandIclinicalIoutcomesIassociatedIwithI
mediumWIandIlongWchainIfattyIacidIoxidationIdisordersXIGeneticshinhMedicineVI2021VIcdVIibgWicj 8.1 8

88
MissenseIvariantIinITPzbIRrrgbijxlnSIcausesIneurologicIdeficitsIthroughIstructuralIchangesIinItheI
triosephosphateIisomeraseIcatalyticIsiteIandIreducedIenzymeIlevelsIinIvivoXIBiochimicahEth
BiophysicahActahxhMolecularhBasishofhDiseaseVI2019VIbigfVIccfhWccgg

6.9 7

87 MediumIchainIacylWtorIdehydrogenaseIdeficiencyIinIaIprematureIinfantXIMentalhIllnessVI2017VIjVIhaef 0.9 7

86 RedesigningItheIactiveWsiteIofIanIacylWtorIdehydrogenasekInewIevidenceIsupportingIaIoneWbaseI
mechanismXIBioorganichandhMedicinalhChemistryVI1997VIfVIcbfhWge 3.4 7

85 znIvitroIcorrectionIofImediumIchainIacylItorIdehydrogenaseIdeficiencyIwithIaIrecombinantI
adenoviralIvectorXIMolecularhGeneticshandhMetabolismVI2005VIifVIiiWjf 3.7 7

JerryuVockley

12



84 KPseudomosaicismKIforIepWIinIamnioticIfluidIcellIcultureIprovenItoIbeItrueImosaicismIafterIbirthXI
AmericanhJournalhofhMedicalhGeneticshParthAVI1991VIdjVIibWd 7

83
NovelIVariantIwindingsIandIthallengesIrssociatedIWithItheItlinicalIzntegrationIofIxenomicITestingkI
rnIznterimIReportIofItheIxenomicIMedicineIforIzllINeonatesIandIznfantsIRxvMzNzSIStudyXIJAMAh
PediatricsVI2021VIbhfVIecafjag

8.3 7

82 wormationIofIdWhydroxyglutaricIacidIinIglutaricIaciduriaItypeIzkIinIvitroIparticipationIofImediumIchainI
acylWtorIdehydrogenaseXIJIMDhReportsVI2019VIehVIdaWde 1.9 6

81
tomplexIpatternsIofIinheritanceVIincludingIsynergisticIheterozygosityVIinIinbornIerrorsIofI
metabolismkIzmplicationsIforIprecisionImedicineIdrivenIdiagnosisIandItreatmentXIMolecularhGeneticsh
andhMetabolismVI2019VIbciVIbWj

3.7 6

80 XWlinkedIcreatineItransporterIdeficiencyIpresentingIasIaImitochondrialIdisorderXIJournalhofhChildh
NeurologyVI2010VIcfVIbaajWbc 2.5 6

79 MolecularIandIclinicalIcharacterizationIofIaIrecurrentIcrypticIunbalancedItReqlbiqSIresultingIinIanI
biqIdeletionIandIeqIduplicationXIAmericanhJournalhofhMedicalhGeneticswhParthAVI2008VIbegrVIcijiWjae 2.5 6

78 znIvitroIcharacterizationIandIinIvivoIexpressionIofIhumanIveryWlongIchainIacylWtorIdehydrogenaseXI
MolecularhGeneticshandhMetabolismVI2006VIiiVIdfbWi 3.7 6

77 MicroelectrosprayIionizationIanalysisIofInoncovalentIinteractionsIwithinItheIelectronItransferringI
flavoproteinXIBiochemicalhandhBiophysicalhResearchhCommunicationsVI2001VIcicVIcjhWdaf 3.4 6

76 rrginineIdihIofIhumanIisovalerylWtorIdehydrogenaseIplaysIaIcrucialIroleIinIsubstrateYproductI
bindingXIMolecularhGeneticshandhMetabolismVI2001VIheVIccgWdh 3.7 6

75 LongWtermIsafetyIandIefficacyIofIglycerolIphenylbutyrateIforItheImanagementIofIureaIcycleI
disorderIpatientsXIMolecularhGeneticshandhMetabolismVI2019VIbchVIddgWdef 3.7 5

74 NeuropsychiatricISymptomsIinIznbornIvrrorsIofIMetabolismkIzncorporationIofIxenomicIandI
MetabolomicIrnalysisIintoITherapeuticsIandIPreventionXICurrenthGenetichMedicinehReportsVI2013VIbVIgfWha2.2 5

73 ThoroughlyImodernImedicineXIMolecularhGeneticshandhMetabolismVI2011VIbaeVIbWc 3.7 5

72 srownIadiposeItissueIfunctionIinIshortWchainIacylWtorIdehydrogenaseIdeficientImiceXIBiochemicalh
andhBiophysicalhResearchhCommunicationsVI2010VIeaaVIdbiWcc 3.4 5

71
trypticIduplicationIofIbcqceXddIWWoIqterIinIaIchildIwithIrngelmanIsyndromeWsimultaneousI
occurrenceIofItwoIunrelatedIcytogeneticIeventsXIAmericanhJournalhofhMedicalhGeneticswhParthAVI2007VI
bedrVIjifWje

2.5 5

70 NewbornIscreeningkIrfterItheIthrillIisIgoneXIMolecularhGeneticshandhMetabolismVI2007VIjcVIgWbc 3.7 5

69 vpitopesIofIhumanIintestinalIalkalineIphosphatasesVIdefinedIbyImonoclonalIantibodiesXIFEBSh
LettersVI1984VIbheVIcjeWj 3.8 5

68 LongWchainIfattyIacidIoxidationIdisordersIandIcurrentImanagementIstrategiesXIAmericanhJournalhofh
ManagedhCareVI2020VIcgVISbehWSbfe 2.1 5

67 fWyearIretrospectiveIanalysisIofIpatientsIwithIphenylketonuriaIRPKUSIandIhyperphenylalaninemiaI
treatedIatItwoIspecializedIclinicsXIMolecularhGeneticshandhMetabolismVI2020VIbcjVIbhhWbif 3.7 5

(2020-1991)
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66 tlinicalVIbiochemicalVImitochondrialVIandImetabolomicIaspectsIofImethylmalonateIsemialdehydeI
dehydrogenaseIdeficiencykIReportIofIaIfifthIcaseXIMolecularhGeneticshandhMetabolismVI2020VIbcjVIchcWchh3.7 5

65 TheIUseIofIWholeIxenomeIandIvxomeISequencingIforINewbornIScreeningkIthallengesIandI
OpportunitiesIforIPopulationIyealthXIFrontiershinhPediatricsVI2021VIjVIggdhfc 3.4 5

64
MetabolicIanalysisIrevealsIevidenceIforIbranchedIchainIaminoIacidIcatabolismIcrosstalkIandItheI
potentialIforIimprovedItreatmentIofIorganicIaciduriasXIMolecularhGeneticshandhMetabolismVI2019VI
bciVIfhWgb

3.7 4

63 KineticIandIspectralIpropertiesIofIisovalerylWtorIdehydrogenaseIandIinteractionIwithIligandsXI
BiochimieVI2015VIbaiVIbaiWbj 4.6 4

62
xenomeIsequencingIrevealsIaInovelIgeneticImechanismIunderlyingIdihydropyrimidineI
dehydrogenaseIdeficiencykIrInovelImissenseIvariantIcXbhaaxorIandIaIlargeIintragenicIinversionIinI
uPYuIspanningIintronIiItoIintronIbcXIHumanhMutationVI2018VIdjVIjehWjfd

4.7 4

61 tarnitineXIAdvanceshinhNutritionVI2014VIfVIcijWja 10 4

60 RecombinantIadenoWassociatedIvirusWmediatedIgeneIdeliveryIofIlongIchainIacylIcoenzymeIrI
dehydrogenaseIRLtruSIintoILtruWdeficientImiceXIJournalhofhGenehMedicineVI2008VIbaVIbbbdWcd 3.5 4

59 LivingIRelatedILiverITransplantationIforIMetabolicILiverIuiseasesIinIthildrenXIJournalhofhPediatrich
GastroenterologyhandhNutritionVI2021VIhcVIbbWbh 2.8 4

58 wastingIinducesIprominentIproteomicIchangesIinIliverIinIveryIlongIchainIrcylWtorIdehydrogenaseI
deficientImiceXIBiochemistryhandhBiophysicshReportsVI2016VIiVIdddWddj 2.2 4

57 MitochondrialIrespiratoryIchainIdisordersIinItheIOldIOrderIrmishIpopulationXIMolecularhGeneticsh
andhMetabolismVI2016VIbbiVIcjgWdad 3.7 4

56 PharmacokineticsIofIglycerolIphenylbutyrateIinIpediatricIpatientsIcImonthsItoIcIyearsIofIageIwithI
ureaIcycleIdisordersXIMolecularhGeneticshandhMetabolismVI2018VIbcfVIcfbWcfh 3.7 4

55 tlinicalItrialsIexaminingItreatmentsIforIinbornIerrorsIofIaminoIacidImetabolismXIExperthOpinionhonh
OrphanhDrugsVI2017VIfVIbfdWbge 1.1 3

54 PerspectivesIonIureaIcycleIdisorderImanagementkIResultsIofIaIclinicianIsurveyXIMolecularhGeneticsh
andhMetabolismVI2019VIbciVIbacWbai 3.7 3

53 rNTcWdefectiveIfibroblastsIexhibitInormalImitochondrialIbioenergeticsXIMolecularhGeneticshandh
MetabolismhReportsVI2015VIdVIedWeg 1.8 3

52 xlutaricIaciduriaItypeIcIandInewbornIscreeningkIcommentaryXIMolecularhGeneticshandhMetabolismVI
2008VIjdVIfWg 3.7 3

51 siochemicalIandIelectrochemicalIcharacterizationIofItwoIvariantIhumanIshortWchainIacylWtorI
dehydrogenasesXIBiochemistryVI2005VIeeVIbgadfWec 3.2 3

50 tloningIofIgenomicIandIcuNrIforImouseIisovalerylWtorIdehydrogenaseIRzVuSIandIevolutionaryI
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