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o Paper IF Citations

253 uuidelinesHforHtheHuseHandHinterpretationHofHassaysHforHmonitoringHautophagyHPardHeditionQVH
AutophagyTH2016THYZTHYUZZZ 10.2 3838

252 SystematicHidentificationHofHtransHeβTzsHasHputativeHdriversHofHknownHdiseaseHassociationsVHNaturea
GeneticsTH2013THbcTHYZafUYZba 36.3 1244

251 oqSzbHdictatesHferroptosisHsensitivityHbyHshapingHcellularHlipidHcompositionVHNatureaChemicalaBiology
TH2017THYaTHgYUgf 11.7 908

250 spigenomeUwideHassociationHstudyHofHbodyHmassHindexTHandHtheHadverseHoutcomesHofHadiposityVH
NatureTH2017THcbYTHfYUfd 50.4 511

249 oHgenomeUwideHmetaUanalysisHidentifiesHZZHlociHassociatedHwithHeightHhematologicalHparametersHinH
theHvaemuenHconsortiumVHNatureaGeneticsTH2009THbYTHYYfZUgX 36.3 433

248 SystematicHscreenHforHhumanHdiseaseHgenesHinHyeastVHNatureaGeneticsTH2002THaYTHbXXUb 36.3 431

247 TheHtranscriptionalHlandscapeHofHageHinHhumanHperipheralHbloodVHNatureaCommunicationsTH2015THdTHfceX 17.4 335

246 SzqZogHinfluencesHuricHacidHconcentrationsHwithHpronouncedHsexUspecificHeffectsVHNatureaGeneticsTH
2008THbXTHbaXUd 36.3 317

245 q²βdHmutationsHinHhumanHpatientsHproduceHnephroticHsyndromeHwithHsensorineuralHdeafnessVH
JournalaofaClinicalaInvestigationTH2011THYZYTHZXYaUZb 15.9 292

244 ueneticHdiagnosisHofH–endelianHdisordersHviaHγ oHsequencingVHNatureaCommunicationsTH2017THfTHYcfZb 17.4 277

243
spigenomeUwideHassociationHofHr oHmethylationHmarkersHinHperipheralHbloodHfromHwndianHosiansH
andHsuropeansHwithHincidentHtypeHZHdiabeteshHaHnestedHcaseUcontrolHstudyVHLancetaDiabetesaanda
EndocrinologyntheTH2015THaTHcZdUcab

18.1 277

242 sxomeHsequencingHrevealsHdeHnovoHWrγbcHmutationsHcausingHaHphenotypicallyHdistinctTHXUlinkedH
dominantHformHofH pwoVHAmericanaJournalaofaHumanaGeneticsTH2012THgYTHYYbbUg 11 268

241 orqybHmutationsHpromoteHsteroidUresistantHnephroticHsyndromeHthroughHqoβYXHbiosynthesisH
disruptionVHJournalaofaClinicalaInvestigationTH2013THYZaTHcYegUfg 15.9 231

240 sxomeHsequencingHidentifiesHoqorgHmutationsHasHaHcauseHofHcomplexHwHdeficiencyVHNatureaGeneticsTH
2010THbZTHYYaYUb 36.3 210

239 obsenceHofHanHorphanHmitochondrialHproteinTHcYgorfYZTHcausesHaHdistinctHclinicalHsubtypeHofH
neurodegenerationHwithHbrainHironHaccumulationVHAmericanaJournalaofaHumanaGeneticsTH2011THfgTHcbaUcX 11 182

238 UnravelingHtheHpolygenicHarchitectureHofHcomplexHtraitsHusingHbloodHeβTzHmetaanalysis 175

237 r oHmethylationHsignaturesHofHchronicHlowUgradeHinflammationHareHassociatedHwithHcomplexH
diseasesVHGenomeaBiologyTH2016THYeTHZcc 18.3 171
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236 ˛†UαropellerHproteinUassociatedHneurodegenerationhHaHnewHXUlinkedHdominantHdisorderHwithHbrainH
ironHaccumulationVHBrainTH2013THYadTHYeXfUYe 11.2 167

235 zossUofUfunctionHmutationsHinH–u–sYHimpairHmtr oHreplicationHandHcauseHmultisystemicH
mitochondrialHdiseaseVHNatureaGeneticsTH2013THbcTHZYbUg 36.3 166

234 zeukoencephalopathyHwithHthalamusHandHbrainstemHinvolvementHandHhighHlactateHOzTpzOHcausedHbyH
soγSZHmutationsVHBrainTH2012THYacTHYafeUgb 11.2 165

233 wntegrativeHanalysisHofHtheHmitochondrialHproteomeHinHyeastVHPLoSaBiologyTH2004THZTHeYdX 9.7 165

232 –itochondrialHαroteinHwnteractionH–appingHwdentifiesHγegulatorsHofHγespiratoryHqhainHtunctionVH
MolecularaCellTH2016THdaTHdZYUdaZ 17.6 163

231 –utationsHinHSzqagoYbHdisruptHmanganeseHhomeostasisHandHcauseHchildhoodUonsetH
parkinsonismUdystoniaVHNatureaCommunicationsTH2016THeTHYYdXY 17.4 160

230 zackHofHtheHmitochondrialHproteinHacylglycerolHkinaseHcausesHSengersHsyndromeVHAmericanaJournala
ofaHumanaGeneticsTH2012THgXTHaYbUZX 11 160

229 –olecularHdiagnosisHinHmitochondrialHcomplexHwHdeficiencyHusingHexomeHsequencingVHJournalaofa
MedicalaGeneticsTH2012THbgTHZeeUfa 5.8 145

228  ovelHPovarioQHleukodystrophyHrelatedHtoHooγSZHmutationsVHNeurologyTH2014THfZTHZXdaUeY 6.5 142

227 –utationsHofHtheHmitochondrialUtγ oHmodifierH–T²YHcauseHhypertrophicHcardiomyopathyHandHlacticH
acidosisVHAmericanaJournalaofaHumanaGeneticsTH2012THgXTHYXegUfe 11 140

226 sxomeHsequenceHrevealsHmutationsHinHqooHsynthaseHasHaHcauseHofHneurodegenerationHwithHbrainH
ironHaccumulationVHAmericanaJournalaofaHumanaGeneticsTH2014THgbTHYYUZZ 11 137

225 reficientHmethylationHandHformylationHofHmtUtγ oP–etQHwobbleHcytosineHinHaHpatientHcarryingH
mutationsHinH SU aVHNatureaCommunicationsTH2016THeTHYZXag 17.4 124

224 r oHmethylationHofHlipidUrelatedHgenesHaffectsHbloodHlipidHlevelsVHCirculation:aCardiovasculara
GeneticsTH2015THfTHaabUbZ 122

223 wdentificationHofHnovelHgeneticHzociHassociatedHwithHthyroidHperoxidaseHantibodiesHandHclinicalH
thyroidHdiseaseVHPLoSaGeneticsTH2014THYXTHeYXXbYZa 6 122

222 qharacterizationHofHwholeUgenomeHautosomalHdifferencesHofHr oHmethylationHbetweenHmenHandH
womenVHEpigeneticsaandaChromatinTH2015THfTHba 5.8 111

221 –utationsHinHtpXzbTHencodingHaHmitochondrialHproteinTHcauseHearlyUonsetHmitochondrialH
encephalomyopathyVHAmericanaJournalaofaHumanaGeneticsTH2013THgaTHbfZUgc 11 106

220 szoqZHmutationsHcauseHaHmitochondrialHγ oHprocessingHdefectHassociatedHwithHhypertrophicH
cardiomyopathyVHAmericanaJournalaofaHumanaGeneticsTH2013THgaTHZYYUZa 11 104

219 sxpressionHanalysisHofHdopaminergicHneuronsHinHαarkinsonOsHdiseaseHandHagingHlinksHtranscriptionalH
dysregulationHofHenergyHmetabolismHtoHcellHdeathVHActaaNeuropathologicaTH2011THYZZTHecUfd 14.3 102

(2011-2013)
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218 γiboflavinUresponsiveHoxidativeHphosphorylationHcomplexHwHdeficiencyHcausedHbyHdefectiveHoqorghH
newHfunctionHforHanHoldHgeneVHBrainTH2011THYabTHZYXUg 11.2 100

217
γiboflavinUγesponsiveHandHU onUresponsiveH–utationsHinHtorHSynthaseHqauseH–ultipleHocylUqooH
rehydrogenaseHandHqombinedHγespiratoryUqhainHreficiencyVHAmericanaJournalaofaHumanaGeneticsTH
2016THgfTHYYaXUYYbc

11 97

216 –utationsHinHuTαpαaHcauseHaHmitochondrialHtranslationHdefectHassociatedHwithHhypertrophicH
cardiomyopathyTHlacticHacidosisTHandHencephalopathyVHAmericanaJournalaofaHumanaGeneticsTH2014THgcTHeXfUZX11 95

215 oHgenomeUwideHassociationHstudyHidentifiesHthreeHlociHassociatedHwithHmeanHplateletHvolumeVH
AmericanaJournalaofaHumanaGeneticsTH2009THfbTHddUeY 11 94

214 ThiamineHpyrophosphokinaseHdeficiencyHinHencephalopathicHchildrenHwithHdefectsHinHtheHpyruvateH
oxidationHpathwayVHAmericanaJournalaofaHumanaGeneticsTH2011THfgTHfXdUYZ 11 92

213
qzαpHmutationsHcauseHaUmethylglutaconicHaciduriaTHprogressiveHbrainHatrophyTHintellectualH
disabilityTHcongenitalHneutropeniaTHcataractsTHmovementHdisorderVHAmericanaJournalaofaHumana
GeneticsTH2015THgdTHZbcUce

11 84

212 piallelicH–utationsHinH poSHqauseHγecurrentHocuteHziverHtailureHwithH²nsetHinHwnfancyVHAmericana
JournalaofaHumanaGeneticsTH2015THgeTHYdaUg 11 83

211 oHmetaUanalysisHofHgeneHexpressionHsignaturesHofHbloodHpressureHandHhypertensionVHPLoSaGeneticsTH
2015THYYTHeYXXcXac 6 83

210 risturbedHmitochondrialHandHperoxisomalHdynamicsHdueHtoHlossHofH–ttHcausesHzeighUlikeH
encephalopathyTHopticHatrophyHandHperipheralHneuropathyVHJournalaofaMedicalaGeneticsTH2016THcaTHZeXUf 5.8 83

209 piallelicH–utationsHinHr oxqYZHqauseHvyperphenylalaninemiaTHrystoniaTHandHwntellectualHrisabilityVH
AmericanaJournalaofaHumanaGeneticsTH2017THYXXTHZceUZdd 11 81

208 qellHSpecificHeβTzHonalysisHwithoutHSortingHqellsVHPLoSaGeneticsTH2015THYYTHeYXXcZZa 6 81

207 obsenceHofHpiαHcoUchaperoneHr oxqaHcausesHdiabetesHmellitusHandHmultisystemicH
neurodegenerationVHAmericanaJournalaofaHumanaGeneticsTH2014THgcTHdfgUge 11 79

206 SpectrumHofHcombinedHrespiratoryHchainHdefectsVHJournalaofaInheritedaMetabolicaDiseaseTH2015THafTHdZgUbX5.4 78

205 qorHmutationsHandHuridineUresponsiveHepilepticHencephalopathyVHBrainTH2017THYbXTHZegUZfd 11.2 77

204 onHintegratedHepigeneticHandHtranscriptomicHanalysisHrevealsHdistinctHtissueUspecificHpatternsHofH
r oHmethylationHassociatedHwithHatopicHdermatitisVHJournalaofaInvestigativeaDermatologyTH2014THYabTHYfeaUYffa4.3 77

203 obsenceHofHtheHoutophagyHodaptorHSβST–YWpdZHqausesHqhildhoodU²nsetH eurodegenerationHwithH
otaxiaTHrystoniaTHandHuazeHαalsyVHAmericanaJournalaofaHumanaGeneticsTH2016THggTHeacUeba 11 69

202 vomozygousHmissenseHmutationHinHp²zoaHcausesHmultipleHmitochondrialHdysfunctionsHsyndromeHinH
twoHsiblingsVHJournalaofaInheritedaMetabolicaDiseaseTH2013THadTHccUdZ 5.4 69

201 reficiencyHofHsqvSYHcausesHmitochondrialHencephalopathyHwithHcardiacHinvolvementVHAnnalsaofa
ClinicalaandaTranslationalaNeurologyTH2015THZTHbgZUcXg 5.3 69
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200 γecurrentHacuteHliverHfailureHdueHtoH poSHdeficiencyhHphenotypicHspectrumTHdiseaseHmechanismsTH
andHtherapeuticHconceptsVHJournalaofaInheritedaMetabolicaDiseaseTH2016THagTHaUYd 5.4 68

199 –utationHscreeningHofHecHcandidateHgenesHinHYcZHcomplexHwHdeficiencyHcasesHidentifiesHpathogenicH
variantsHinHYdHgenesHincludingH rUtpgVHJournalaofaMedicalaGeneticsTH2012THbgTHfaUg 5.8 68

198 rvTyrYHmutationsHcauseHZUaminoadipicHandHZUoxoadipicHaciduriaVHAmericanaJournalaofaHumana
GeneticsTH2012THgYTHYXfZUe 11 67

197 VoγSZHandHToγSZHmutationsHinHpatientsHwithHmitochondrialHencephalomyopathiesVHHumanaMutation
TH2014THacTHgfaUg 4.7 66

196 q²βbHmutationsHcauseHaHbroadHspectrumHofHmitochondrialHdisordersHassociatedHwithHqoβYXH
deficiencyVHAmericanaJournalaofaHumanaGeneticsTH2015THgdTHaXgUYe 11 66

195 –itoαZhHanHintegrativeHtoolHforHtheHanalysisHofHtheHmitochondrialHproteomeVHMolecularaBiotechnology
TH2008THbXTHaXdUYc 3 65

194 TheHvumanHploodH–etabolomeUTranscriptomeHwnterfaceVHPLoSaGeneticsTH2015THYYTHeYXXcZeb 6 65

193 ueneticsHofHmitochondrialHdiseaseshHwdentifyingHmutationsHtoHhelpHdiagnosisVHEBioMedicineTH2020THcdTHYXZefb8.8 64

192 vumanHthioredoxinHZHdeficiencyHimpairsHmitochondrialHredoxHhomeostasisHandHcausesHearlyUonsetH
neurodegenerationVHBrainTH2016THYagTHabdUcb 11.2 64

191 qlinicalTHbiochemicalTHandHgeneticHspectrumHofHsevenHpatientsHwithH tUYHdeficiencyVHFrontiersaina
GeneticsTH2015THdTHYZa 4.5 64

190 zγααγqHmutationsHcauseHearlyUonsetHmultisystemHmitochondrialHdiseaseHoutsideHofHtheH
trenchUqanadianHpopulationVHBrainTH2015THYafTHacXaUYg 11.2 63

189 ossessingHsystemsHpropertiesHofHyeastHmitochondriaHthroughHanHinteractionHmapHofHtheHorganelleVH
PLoSaGeneticsTH2006THZTHeYeX 6 63

188
Tγ–TcH–utationsHqauseHaHrefectHinHαostUtranscriptionalH–odificationHofH–itochondrialHtγ oH
ossociatedHwithH–ultipleHγespiratoryUqhainHreficienciesVHAmericanaJournalaofaHumanaGeneticsTH2015TH
geTHaYgUZf

11 62

187 –T²YHmutationsHareHassociatedHwithHhypertrophicHcardiomyopathyHandHlacticHacidosisHandHcauseH
respiratoryHchainHdeficiencyHinHhumansHandHyeastVHHumanaMutationTH2013THabTHYcXYUg 4.7 62

186 γecessiveHmutationsHinHVαSYarHcauseHchildhoodHonsetHmovementHdisordersVHAnnalsaofaNeurologyTH
2018THfaTHYXfgUYXgc 9.4 61

185 –itochondriahH–uchHadoHaboutHnothingmHvowHdangerousHisHreactiveHoxygenHspeciesHproductionmVH
InternationalaJournalaofaBiochemistryaandaCellaBiologyTH2015THdaTHYdUZX 5.6 61

184 wmpairedHriboflavinHtransportHdueHtoHmissenseHmutationsHinHSzqcZoZHcausesHprownUVialettoUVanH
zaereHsyndromeVHJournalaofaInheritedaMetabolicaDiseaseTH2012THacTHgbaUf 5.4 60

183 zargeUscaleHcisUHandHtransUeβTzHanalysesHidentifyHthousandsHofHgeneticHlociHandHpolygenicHscoresH
thatHregulateHbloodHgeneHexpressionVHNatureaGeneticsTH2021THcaTHYaXXUYaYX 36.3 60

(2021-2016)
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182 oHwholeUbloodHtranscriptomeHmetaUanalysisHidentifiesHgeneHexpressionHsignaturesHofHcigaretteH
smokingVHHumanaMolecularaGeneticsTH2016THZcTHbdYYUbdZa 5.6 58

181 αhenotypicHspectrumHofHelevenHpatientsHandHfiveHnovelH–Tt–THmutationsHidentifiedHbyHexomeH
sequencingHandHcandidateHgeneHscreeningVHMolecularaGeneticsaandaMetabolismTH2014THYYYTHabZUacZ 3.7 58

180 –utationsHinHSrvrHleadHtoHautosomalHrecessiveHencephalomyopathyHandHisolatedHmitochondrialH
complexHwwHdeficiencyVHJournalaofaMedicalaGeneticsTH2014THcYTHYeXUc 5.8 58

179
–itochondrialHriseaseHSequenceHrataHγesourceHP–SeqrγQhHaHglobalHgrassUrootsHconsortiumHtoH
facilitateHdepositionTHcurationTHannotationTHandHintegratedHanalysisHofHgenomicHdataHforHtheH
mitochondrialHdiseaseHclinicalHandHresearchHcommunitiesVHMolecularaGeneticsaandaMetabolismTH2015TH
YYbTHaffUgd

3.7 56

178  oXsH–utationsHrisruptHtheHqellularH orPαQvXHγepairHSystemHandHqauseHaHzethalH eurometabolicH
risorderHofHsarlyHqhildhoodVHAmericanaJournalaofaHumanaGeneticsTH2016THggTHfgbUgXZ 11 54

177 onalyzingHilluminaHgeneHexpressionHmicroarrayHdataHfromHdifferentHtissueshHmethodologicalHaspectsH
ofHdataHanalysisHinHtheHmetaxpressHconsortiumVHPLoSaONETH2012THeTHecXgaf 3.7 54

176 –onogenicHvariantsHinHdystoniahHanHexomeUwideHsequencingHstudyVHLancetaNeurologynaTheTH2020THYgTHgXfUgYf24.1 51

175 ossociationHbetweenHr oH–ethylationHinHWholeHploodHandH–easuresHofHulucoseH–etabolismhHy²γoH
tbHStudyVHPLoSaONETH2016THYYTHeXYcZaYb 3.7 50

174 piUallelicHTruncatingH–utationsHinHTo u²ZHqauseHwnfancyU²nsetHγecurrentH–etabolicHqrisesHwithH
sncephalocardiomyopathyVHAmericanaJournalaofaHumanaGeneticsTH2016THgfTHacfUdZ 11 49

173 SSpαYHmutationsHcauseHmtr oHdepletionHunderlyingHaHcomplexHopticHatrophyHdisorderVHJournalaofa
ClinicalaInvestigationTH2020THYaXTHYXfUYZc 15.9 49

172 piallelicHwoγSH–utationsHqauseHurowthHγetardationHwithHαrenatalH²nsetTHwntellectualHrisabilityTH
–uscularHvypotoniaTHandHwnfantileHvepatopathyVHAmericanaJournalaofaHumanaGeneticsTH2016THggTHbYbUZZ 11 48

171 –utationsHinHoα²αTYTHencodingHaHmitochondrialHproteinTHcauseHcavitatingHleukoencephalopathyH
withHcytochromeHcHoxidaseHdeficiencyVHAmericanaJournalaofaHumanaGeneticsTH2014THgcTHaYcUZc 11 48

170 qoβHdeficiencyHcausesHdisruptionHofHmitochondrialHsulfideHoxidationTHaHnewHpathomechanismH
associatedHwithHthisHsyndromeVHEMBOaMolecularaMedicineTH2017THgTHefUgc 12 47

169 piallelicHVariantsHinHUpocHγevealHthatHrisruptionHofHtheHUt–YHqascadeHqanHγesultHinHsarlyU²nsetH
sncephalopathyVHAmericanaJournalaofaHumanaGeneticsTH2016THggTHdgcUeXa 11 47

168 TreatableHmitochondrialHdiseaseshHcofactorHmetabolismHandHbeyondVHBrainTH2017THYbXTHeYY 11.2 46

167 piallelicH–utationsHinHT–s–YZdpHqauseHSevereHqomplexHwHreficiencyHwithHaHVariableHqlinicalH
αhenotypeVHAmericanaJournalaofaHumanaGeneticsTH2016THggTHZYeUZe 11 45

166
piallelicHqYβpαH–utationsHqauseHSevereH eonatalUTHqhildhoodUTHorHzaterU²nsetHqardiomyopathyH
ossociatedHwithHqombinedHγespiratoryUqhainHreficienciesVHAmericanaJournalaofaHumanaGeneticsTH
2017THYXYTHcZcUcaf

11 44

165 qomplexHwHassemblyHfunctionHandHfattyHacidHoxidationHenzymeHactivityHofHoqorgHbothHcontributeHtoH
diseaseHseverityHinHoqorgHdeficiencyVHHumanaMolecularaGeneticsTH2015THZbTHaZafUbe 5.6 44
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164 –acrocyticHanemiaHandHmitochondriopathyHresultingHfromHaHdefectHinHsideroflexinHbVHAmericana
JournalaofaHumanaGeneticsTH2013THgaTHgXdUYb 11 42

163 odvancingHgenomicHapproachesHtoHtheHmolecularHdiagnosisHofHmitochondrialHdiseaseVHEssaysaina
BiochemistryTH2018THdZTHaggUbXf 7.6 41

162 qlinicalTHbiochemicalHandHgeneticHspectrumHofHeXHpatientsHwithHoqorgHdeficiencyhHisHriboflavinH
supplementationHeffectivemVHOrphanetaJournalaofaRareaDiseasesTH2018THYaTHYZX 4.2 41

161
–utationsHofHqYgorfYZTHcodingHforHaHtransmembraneHglycineHzipperHcontainingHmitochondrialH
proteinTHcauseHmisUlocalizationHofHtheHproteinTHinabilityHtoHrespondHtoHoxidativeHstressHandHincreasedH
mitochondrialHqa´†SVHFrontiersainaGeneticsTH2015THdTHYfc

4.5 41

160 ossessingH–itochondrialHpioenergeticsHinHwsolatedH–itochondriaHfromHVariousH–ouseHTissuesHUsingH
SeahorseHXtgdHonalyzerVHMethodsainaMolecularaBiologyTH2017THYcdeTHZYeUZaX 1.4 40

159 relineatingHUassociatedHdiseasehHtromHisolatedHneuropathyHtoHearlyHonsetHneurodegenerationVH
Neurology:aGeneticsTH2020THdTHeaga 3.8 40

158
sxpandingHtheHclinicalHandHmolecularHspectrumHofHthiamineHpyrophosphokinaseHdeficiencyhHaH
treatableHneurologicalHdisorderHcausedHbyHTαyYHmutationsVHMolecularaGeneticsaandaMetabolismTH
2014THYYaTHaXYUd

3.7 40

157 SingleUcellHexpressionHprofilingHofHdopaminergicHneuronsHcombinedHwithHassociationHanalysisH
identifiesHpyridoxalHkinaseHasHαarkinsonOsHdiseaseHgeneVHAnnalsaofaNeurologyTH2009THddTHegZUf 9.4 40

156 oHuuidelineHforHtheHriagnosisHofHαediatricH–itochondrialHriseasehHTheHValueHofH–uscleHandHSkinH
piopsiesHinHtheHueneticsHsraVHNeuropediatricsTH2017THbfTHaXgUaYb 1.6 39

155 uWoSHonHlongitudinalHgrowthHtraitsHrevealsHdifferentHgeneticHfactorsHinfluencingHinfantTHchildTHandH
adultHp–wVHScienceaAdvancesTH2019THcTHeaawaXgc 14.3 39

154 –γαzbbHmutationsHcauseHaHslowlyHprogressiveHmultisystemHdiseaseHwithHchildhoodUonsetH
hypertrophicHcardiomyopathyVHNeurogeneticsTH2015THYdTHaYgUZa 3 39

153 wmpactHofHcommonHregulatoryHsingleUnucleotideHvariantsHonHgeneHexpressionHprofilesHinHwholeH
bloodVHEuropeanaJournalaofaHumanaGeneticsTH2013THZYTHbfUcb 5.3 39

152 –T²YHmediatesHtissueHspecificityHofH²Xαv²SHdefectsHviaHtγ oHmodificationHandHtranslationH
optimizationTHwhichHcanHbeHbypassedHbyHdietaryHinterventionVHHumanaMolecularaGeneticsTH2015THZbTHZZbeUdd5.6 39

151 –utationsHinH–rvZTHsncodingHaHyrebsHqycleHsnzymeTHqauseHsarlyU²nsetHSevereHsncephalopathyVH
AmericanaJournalaofaHumanaGeneticsTH2017THYXXTHYcYUYcg 11 38

150 –itochondrialHr oHmutationHanalysisHfromHexomeHsequencingUoHmoreHholisticHapproachHinH
diagnosticsHofHsuspectedHmitochondrialHdiseaseVHJournalaofaInheritedaMetabolicaDiseaseTH2019THbZTHgXgUgYe5.4 38

149 ²UTγwrsγhHoHStatisticalH–ethodHforHretectingHoberrantlyHsxpressedHuenesHinHγ oHSequencingH
rataVHAmericanaJournalaofaHumanaGeneticsTH2018THYXaTHgXeUgYe 11 37

148 TheHspectrumHofHpyruvateHoxidationHdefectsHinHtheHdiagnosisHofHmitochondrialHdisordersVHJournalaofa
InheritedaMetabolicaDiseaseTH2015THafTHagYUbXa 5.4 36

147
qlinicalTHmorphologicalTHbiochemicalTHimagingHandHoutcomeHparametersHinHZYHindividualsHwithH
mitochondrialHmaintenanceHdefectHrelatedHtoHtpXzbHmutationsVHJournalaofaInheritedaMetabolica
DiseaseTH2015THafTHgXcUYb

5.4 35

(2015-2013)
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146 βuantificationHandHdiscoveryHofHsequenceHdeterminantsHofHproteinUperUmγ oHamountHin´ Zg´ humanH
tissuesVHMolecularaSystemsaBiologyTH2019THYcTHefcYa 12.2 33

145  rUtpfH–utationsHqauseH–itochondrialHqomplexHwHreficiencyHinHwndividualsHwithHzeighUlikeH
sncephalomyopathyVHAmericanaJournalaofaHumanaGeneticsTH2018THYXZTHbdXUbde 11 33

144 SuddenHqardiacHreathHrueHtoHreficiencyHofHtheH–itochondrialHwnorganicHαyrophosphataseHααoZVH
AmericanaJournalaofaHumanaGeneticsTH2016THggTHdebUdfZ 11 33

143 ueneticHdeterminantsHofHcirculatingHinterleukinUYHreceptorHantagonistHlevelsHandHtheirHassociationH
withHglycemicHtraitsVHDiabetesTH2014THdaTHbabaUcg 0.9 32

142 pαo hHtheHonlyHXUlinkedHdominantH pwoHdisorderVHInternationalaReviewaofaNeurobiologyTH2013THYYXTHfcUgX4.4 32

141 piUallelicH–utationsHinH rUtodHsstablishHwtsHγoleHinHsarlyU²nsetHwsolatedH–itochondrialHqomplexHwH
reficiencyVHAmericanaJournalaofaHumanaGeneticsTH2018THYXaTHcgZUdXY 11 32

140 tatalHneonatalHencephalopathyHandHlacticHacidosisHcausedHbyHaHhomozygousHlossUofUfunctionHvariantH
inHq²βgVHEuropeanaJournalaofaHumanaGeneticsTH2016THZbTHbcXUb 5.3 31

139 qlinicalHteaturesTH–olecularHveterogeneityTHandHαrognosticHwmplicationsHinHYoγSZUγelatedH
–itochondrialH–yopathyVHJAMAaNeurologyTH2017THebTHdfdUdgb 17.2 31

138 piallelicH–utationsHinHzwαTZHqauseHaH–itochondrialHzipoylationHrefectHossociatedHwithHSevereH
 eonatalHsncephalopathyVHAmericanaJournalaofaHumanaGeneticsTH2017THYXYTHZfaUZgX 11 31

137  orPαQvXHdehydrataseHP oXrQHdeficiencyhHaHnovelHneurodegenerativeHdisorderHexacerbatedHbyH
febrileHillnessesVHBrainTH2019THYbZTHcXUcf 11.2 31

136 oHtruncatingHαsTYXXHvariantHcausingHfatalHinfantileHlacticHacidosisHandHisolatedHcytochromeHcHoxidaseH
deficiencyVHEuropeanaJournalaofaHumanaGeneticsTH2015THZaTHgacUg 5.3 30

135 –itochondrialHmembraneHproteinHassociatedHneurodegenrationhHaHnovelHvariantHofH
neurodegenerationHwithHbrainHironHaccumulationVHMovementaDisordersTH2013THZfTHZZbUe 7 30

134 SqYzYHvariantsHcauseHaHsyndromeHwithHlowH˛‡UglutamylUtransferaseHcholestasisTHacuteHliverHfailureTH
andHneurodegenerationHPqozto QVHGeneticsainaMedicineTH2018THZXTHYZccUYZdc 8.1 29

133 –utationsHinHααqSTHsncodingHαhosphopantothenoylcysteineHSynthetaseTHqauseH
outosomalUγecessiveHrilatedHqardiomyopathyVHAmericanaJournalaofaHumanaGeneticsTH2018THYXZTHYXYfUYXaX11 29

132 –olecularHandHclinicalHspectraHofHtpXzbHdeficiencyVHHumanaMutationTH2017THafTHYdbgUYdcg 4.7 29

131 painbridgeUγopersHsyndromeHcausedHbyHlossUofUfunctionHvariantsHinHoSXzahHaHrecognizableH
conditionVHEuropeanaJournalaofaHumanaGeneticsTH2017THZcTHYfaUYgY 5.3 28

130 –γαSZZHmutationHcausesHfatalHneonatalHlacticHacidosisHwithHbrainHandHheartHabnormalitiesVH
NeurogeneticsTH2015THYdTHZaeUbX 3 28

129 pezafibrateHwmprovesHwnsulinHSensitivityHandH–etabolicHtlexibilityHinHSTZUwnducedHriabeticH–iceVH
DiabetesTH2016THdcTHZcbXUcZ 0.9 28
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128 wnfantileHzeighUlikeHsyndromeHcausedHbyHSzqYgoaHmutationsHisHaHtreatableHdiseaseVHBrainTH2014THYaeTHeZgc11.2 28

127 ²qγUStatshHγobustHestimationHandHstatisticalHtestingHofHmitochondrialHrespirationHactivitiesHusingH
SeahorseHXtHonalyzerVHPLoSaONETH2018THYaTHeXYgggaf 3.7 28

126 ncγ oshH ewHαlayersHinH–itochondrialHvealthHandHriseasemVHFrontiersainaGeneticsTH2020THYYTHgc 4.5 27

125
qombinedHγespiratoryHqhainHreficiencyHandH–utationsHinH eonatalHsncephalomyopathyhHrefectiveH
SupercomplexHossemblyHinHqomplexHwwwHreficienciesVHOxidativeaMedicineaandaCellularaLongevityTH2017TH
ZXYeTHeZXZcfg

6.7 27

124 –appingHtheHgeneticHarchitectureHofHgeneHregulationHinHwholeHbloodVHPLoSaONETH2014THgTHegafbb 3.7 27

123 oHpopulationUbasedHepidemiologicalHandHgeneticHstudyHofHXUlinkedHretinitisHpigmentosaVH
InvestigativeaOphthalmologyaandaVisualaScienceTH2007THbfTHbXYZUf 27

122 wmpairedHcomplexHwHrepairHcausesHrecessiveHzeberOsHhereditaryHopticHneuropathyVHJournalaofaClinicala
InvestigationTH2021THYaYTH 15.9 27

121 JTranscriptomicsJhHmolecularHdiagnosisHofHinbornHerrorsHofHmetabolismHviaHγ oUsequencingVHJournala
ofaInheritedaMetabolicaDiseaseTH2018THbYTHcZcUcaZ 5.4 26

120 oHmutationHscreeningHofHoncogenesTHtumorHsuppressorHgeneHTαcaHandHnuclearHencodedH
mitochondrialHcomplexHwHgenesHinHoncocyticHthyroidHtumorsVHBMCaCancerTH2015THYcTHYce 4.8 25

119 piUallelicHmutationsHinHresultHinHaHneurodevelopmentalHdisorderHandHhaveHanHimpactHonHγopYYHinH
fibroblastsVHJournalaofaMedicalaGeneticsTH2018THccTHecaUedb 5.8 25

118 αathogenicHpiUallelicH–utationsHinH rUtotfHqauseHzeighHSyndromeHwithHanHwsolatedHqomplexHwH
reficiencyVHAmericanaJournalaofaHumanaGeneticsTH2020THYXdTHgZUYXY 11 25

117
TheHdiagnosisHofHinbornHerrorsHofHmetabolismHbyHanHintegrativeHJmultiUomicsJHapproachhHoH
perspectiveHencompassingHgenomicsTHtranscriptomicsTHandHproteomicsVHJournalaofaInheriteda
MetabolicaDiseaseTH2020THbaTHZcUac

5.4 25

116 piUallelicHorαγvzZH–utationsHqauseH eurodegenerationHwithHrevelopmentalHrelayTHotaxiaTHandH
oxonalH europathyVHAmericanaJournalaofaHumanaGeneticsTH2018THYXaTHfYeUfZc 11 24

115
slevatedHglutaricHacidHlevelsHinHrhtkdYUWucdhUHdoubleHknockoutHmiceHchallengeHourHcurrentH
understandingHofHlysineHmetabolismVHBiochimicaaEtaBiophysicaaActaaoaMolecularaBasisaofaDiseaseTH2017
THYfdaTHZZZXUZZZf

6.9 23

114 qellularHrescueUassayHaidsHverificationHofHcausativeHr oUvariantsHinHmitochondrialHcomplexHwH
deficiencyVHMolecularaGeneticsaandaMetabolismTH2011THYXaTHYdYUd 3.7 23

113 TheHrimensionsHofHαrimaryH–itochondrialHrisordersVHFrontiersainaCellaandaDevelopmentalaBiologyTH
2020THfTHdXXXeg 5.7 23

112 SevereHrespiratoryHcomplexHwwwHdefectHpreventsHliverHadaptationHtoHprolongedHfastingVHJournalaofa
HepatologyTH2016THdcTHaeeUfc 13.4 23

111 retectionHofHaberrantHsplicingHeventsHinHγ oUseqHdataHusingHtγoSsγVHNatureaCommunicationsTH2021TH
YZTHcZg 17.4 23

(2021-2014)
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110 refiningHclinicalHsubgroupsHandHgenotypeUphenotypeHcorrelationsHinH poSUassociatedHdiseaseH
acrossHYYXHpatientsVHGeneticsainaMedicineTH2020THZZTHdYXUdZY 8.1 22

109 zifetimeHriskHofHautosomalHrecessiveHmitochondrialHdisordersHcalculatedHfromHgeneticHdatabasesVH
EBioMedicineTH2020THcbTHYXZeaX 8.8 22

108 –utationHinHueneHqanHqauseHSyndromicH–ultisystemHoutoimmuneHriseaseHWithHocuteHziverHtailureVH
PediatricsTH2019THYbaTH 7.4 21

107 vighHincidenceHandHvariableHclinicalHoutcomeHofHcardiacHhypertrophyHdueHtoHoqorgHmutationsHinH
childhoodVHEuropeanaJournalaofaHumanaGeneticsTH2016THZbTHYYYZUd 5.3 21

106 TranscriptomeUWideHonalysisHwdentifiesH ovelHossociationsHWithHploodHαressureVHHypertensionTH2017
THeXTHebaUecX 8.5 21

105  eonatalHencephalocardiomyopathyHcausedHbyHmutationsHinHVoγSZVHMetabolicaBrainaDiseaseTH2017TH
aZTHZdeUZeX 3.9 21

104 –utationsHinHTTqYghHexpandingHtheHmolecularTHclinicalHandHbiochemicalHphenotypeVHOrphaneta
JournalaofaRareaDiseasesTH2015THYXTHbX 4.2 21

103 wmpairmentHofHrrosophilaHorthologsHofHtheHhumanHorphanHproteinHqYgorfYZHinducesHbangH
sensitivityHandHneurodegenerationVHPLoSaONETH2014THgTHefgbag 3.7 21

102 oHrecurrentHmitochondrialHpVTrpZZorgH rUtpaHvariantHcausesHaHdistinctiveHfacialHappearanceTHshortH
statureHandHaHmildHbiochemicalHandHclinicalHphenotypeVHJournalaofaMedicalaGeneticsTH2016THcaTHdabUbY 5.8 20

101 piUallelicH–utationsHinHαheUtγ oHSynthetaseHossociatedHwithHaH–ultiUsystemHαulmonaryHriseaseH
SupportH onUtranslationalHtunctionVHAmericanaJournalaofaHumanaGeneticsTH2018THYXaTHYXXUYYb 11 20

100  eurologicHαhenotypesHossociatedHWithH–utationsHinHγT bwαYHP²αoYXQHinHqhildrenHandHYoungH
odultsVHJAMAaNeurologyTH2018THecTHYXcUYYa 17.2 20

99 wdentificationHofHriseaseUqausingH–utationsHbyHtunctionalHqomplementationHofHαatientUrerivedH
tibroblastHqellHzinesVHMethodsainaMolecularaBiologyTH2017THYcdeTHagYUbXd 1.4 19

98 piUollelicHUβqγtSYHVariantsHoreHossociatedHwithH–itochondrialHqomplexHwwwHreficiencyTH
qardiomyopathyTHandHolopeciaHTotalisVHAmericanaJournalaofaHumanaGeneticsTH2020THYXdTHYXZUYYY 11 19

97 γw TYHpiUallelicHVariationsHqauseHwnfantileU²nsetHγecurrentHocuteHziverHtailureHandHSkeletalH
obnormalitiesVHAmericanaJournalaofaHumanaGeneticsTH2019THYXcTHYXfUYZY 11 18

96 qharacterizationHofHaHzeberOsHhereditaryHopticHneuropathyHPzv² QHfamilyHharboringHtwoHprimaryH
zv² HmutationsHmVYYeefuloHandHmVYbbfbTlqHofHtheHmitochondrialHr oVHMitochondrionTH2017THadTHYcUZX4.9 18

95 TheHgenotypicHandHphenotypicHspectrumHofH–T²YHdeficiencyVHMolecularaGeneticsaandaMetabolismTH
2018THYZaTHZfUbZ 3.7 18

94 piallelicHvariantsHinHtheHtranscriptionHfactorHαoXeHareHaHnewHgeneticHcauseHofHmyopathyVHGeneticsaina
MedicineTH2019THZYTHZcZYUZcaY 8.1 17

93 –utationsHinHszoqZHassociatedHwithHhypertrophicHcardiomyopathyHimpairHmitochondrialHtγ oH
aOUendHprocessingVHHumanaMutationTH2019THbXTHYeaYUYebf 4.7 17
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92 ossociationHofH–ethylationHSignalsHWithHwncidentHqoronaryHveartHriseaseHinHanHspigenomeUWideH
ossessmentHofHqirculatingHTumorH ecrosisHtactorH˛–VHJAMAaCardiologyTH2018THaTHbdaUbeZ 16.2 17

91 zYγ–eHUHassociatedHcomplexHwwwHdeficiencyhHoHclinicalTHmolecularHgeneticTH–γHtomographicTHandH
biochemicalHstudyVHMitochondrionTH2017THaeTHccUdY 4.9 17

90
sxtensiveHalterationsHofHtheHwholeUbloodHtranscriptomeHareHassociatedHwithHbodyHmassHindexhH
resultsHofHanHmγ oHprofilingHstudyHinvolvingHtwoHlargeHpopulationUbasedHcohortsVHBMCaMedicala
GenomicsTH2015THfTHdc

3.7 16

89 retectionHofHaberrantHgeneHexpressionHeventsHinHγ oHsequencingHdataVHNatureaProtocolsTH2021THYdTHYZedUYZgd18.8 16

88
retectionHofHdUdemethoxyubiquinoneHinHqoβHdeficiencyHdisordershHwnsightsHintoHenzymeH
interactionsHandHidentificationHofHpotentialHtherapeuticsVHMolecularaGeneticsaandaMetabolismTH2017TH
YZYTHZYdUZZa

3.7 15

87 qlinicalTHbiochemicalTHandHgeneticHfeaturesHassociatedHwithHVoγSZUrelatedHmitochondrialHdiseaseVH
HumanaMutationTH2018THagTHcdaUcef 4.7 15

86 piallelicHvariantsHinHWoγSZHencodingHmitochondrialHtryptophanylUtγ oHsynthaseHinHsixHindividualsH
withHmitochondrialHencephalopathyVHHumanaMutationTH2017THafTHYefdUYegc 4.7 15

85 –T²YUdeficientHmouseHmodelHmirrorsHtheHhumanHphenotypeHshowingHcomplexHwHdefectHandH
cardiomyopathyVHPLoSaONETH2014THgTHeYYbgYf 3.7 15

84 –itochondrialHreplacementHapproacheshHchallengesHforHclinicalHimplementationVHGenomeaMedicineTH
2016THfTHYZd 14.4 15

83  orPαQvXHdehydrataseHP oXrQHdeficiencyhHaHnovelHneurodegenerativeHdisorderHexacerbatedHbyH
febrileHillnessesVHBrainTH2020THYbaTHef 11.2 14

82 TheHmanyHfacesHofHpaediatricHmitochondrialHdiseaseHonHneuroimagingVHChildhsaNervousaSystemTH2016TH
aZTHZXeeUZXfa 1.7 14

81 γareHcausesHofHearlyUonsetHdystoniaUparkinsonismHwithHcognitiveHimpairmenthHaHdeHnovoHαSs UYH
mutationVHNeurogeneticsTH2017THYfTHYecUYef 3 13

80 –itochondrialHγegulationHofHtheHZdSHαroteasomeVHCellaReportsTH2020THaZTHYXfXcg 10.6 13

79 TheHgeneticsHofHmitochondrialHdiseasehHdissectingHmitochondrialHpathologyHusingHmultiUomicH
pipelinesVHJournalaofaPathologyTH2021THZcbTHbaXUbbZ 9.4 13

78 soγSZHmutationsHcauseHfatalHneonatalHlacticHacidosisTHrecurrentHhypoglycemiaHandHagenesisHofH
corpusHcallosumVHMetabolicaBrainaDiseaseTH2016THaYTHeYeUZY 3.9 12

77 ueneticHbasisHofHmitochondrialHdiseasesVHFEBSaLettersTH2021THcgcTHYYaZUYYcf 3.8 12

76 oHvomozygousHSpliceHSiteH–utationHinHSzqZcobZTHsncodingHtheH–itochondrialHTransporterHofH
qoenzymeHoTHqausesH–etabolicHqrisesHandHspilepticHsncephalopathyVHJIMDaReportsTH2019THbbTHYUe 1.9 12

75 vighHSymmetryHofHVisualHocuityHandHVisualHtieldsHinHγαuγUzinkedHγetinitisHαigmentosaH2017THcfTHbbceUbbdd 11

(2017-2018)
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74 r oHmethylationHageHisHassociatedHwithHanHalteredHhemostaticHprofileHinHaHmultiethnicH
metaUanalysisVHBloodTH2018THYaZTHYfbZUYfcX 2.2 11

73 r oHmethylationHandHlipidHmetabolismhHanHsWoSHofHZZdHmetabolicHmeasuresVHClinicalaEpigeneticsTH
2021THYaTHe 7.7 11

72
vTγoZHrefecthHoHγecognizableHwnbornHsrrorHofH–etabolismHwithHaU–ethylglutaconicHociduriaHasH
riscriminatingHteatureHqharacterizedHbyH eonatalH–ovementHrisorderHandHspilepsyUγeportHofHYYH
αatientsVHNeuropediatricsTH2018THbgTHaeaUaef

1.6 10

71 spigeneticHSignaturesHatHoβαaHandHS²qSaHsngageHinHzowUuradeHwnflammationHacrossHrifferentH
TissuesVHPLoSaONETH2016THYYTHeXYddXYc 3.7 10

70 piallelicH–utationsHinHSzqYoZiHanHodditionalH–odeHofHwnheritanceHforHSzqYoZUγelatedHspilepsyVH
NeuropediatricsTH2018THbgTHcgUdZ 1.6 9

69 –itoαZTHanHintegratedHdatabaseHforHmitochondrialHproteinsVHMethodsainaMolecularaBiologyTH2007TH
aeZTHceaUfd 1.4 9

68 uenotypicHdiversityHandHphenotypicHspectrumHofHinfantileHliverHfailureHsyndromeHtypeHYHdueHtoH
variantsHinHzoγSYVHGeneticsainaMedicineTH2020THZZTHYfdaUYfea 8.1 9

67 vowH–achineHzearningHandHStatisticalH–odelsHodvanceH–olecularHriagnosticsHofHγareHrisordersHViaH
onalysisHofHγ oHSequencingHrataVHFrontiersainaMolecularaBiosciencesTH2021THfTHdbeZee 5.6 9

66 orabidopsisHthalianaHalternativeHdehydrogenaseshHaHpotentialHtherapyHforHmitochondrialHcomplexHwH
deficiencymHαerspectivesHandHpitfallsVHOrphanetaJournalaofaRareaDiseasesTH2019THYbTHZad 4.2 8

65 qoenzymeHβYXHmodulatesHsulfideHmetabolismHandHlinksHtheHmitochondrialHrespiratoryHchainHtoH
pathwaysHassociatedHtoHoneHcarbonHmetabolismVHHumanaMolecularaGeneticsTH2020THZgTHaZgdUaaYY 5.6 8

64 γescueHofHrespiratoryHfailureHinHpulmonaryHalveolarHproteinosisHdueHtoHpathogenicH–oγSYHvariantsVH
PediatricaPulmonologyTH2020THccTHaXceUaXdd 3.5 8

63 wntegrationHofHproteomicsHwithHgenomicsHandHtranscriptomicsHincreasesHtheHdiagnosticHrateHofH
–endelianHdisorders 8

62 ueneticHcauseHandHprevalenceHofHhydroxyprolinemiaVHJournalaofaInheritedaMetabolicaDiseaseTH2016TH
agTHdZcUdaZ 5.4 8

61 αγU sYHreficiencyhHsxpandingHtheHqlinicalHandHueneticHSpectrumVHNeuropediatricsTH2018THbgTHaaXUaaf 1.6 8

60 otypicalHqlinicalHαresentationsHofHToZH–utationshHonHUnderdiagnosedHqauseHofHurowthH
γetardationmVHJIMDaReportsTH2016THZgTHfgUga 1.9 7

59 αaroxysmalHandHnonUparoxysmalHdystoniaHinHaHpatientsHwithHbiallelicHsqvSYHvariantshHsxpandingHtheH
neurologicalHspectrumHandHtherapeuticHapproachesVHEuropeanaJournalaofaMedicalaGeneticsTH2020THdaTHYXbXbd2.6 7

58 –itochondrialHuWoHonalysisHofHzipidHαrofileHwdentifiesHueneticHVariantsHtoHpeHossociatedHwithHvrzH
qholesterolHandHTriglycerideHzevelsVHPLoSaONETH2015THYXTHeXYZdZgb 3.7 6

57 ploodHr oHmethylationHsitesHpredictHdeathHriskHinHaHlongitudinalHstudyHofHYZTHaXXHindividualsVHAgingTH
2020THYZTHYbXgZUYbYZb 5.6 6
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56 ueneticHvariationHinfluencingHr oHmethylationHprovidesHinsightsHintoHmolecularHmechanismsH
regulatingHgenomicHfunctionVVHNatureaGeneticsTH2022TH 36.3 6

55  ovelHut–ZHvariantsHassociatedHwithHearlyUonsetHneurologicalHpresentationsHofHmitochondrialH
diseaseHandHimpairedHexpressionHofH²Xαv²SHsubunitsVHNeurogeneticsTH2017THYfTHZZeUZac 3 5

54 SevereHichthyosisHinH–αrUYUqruVHJournalaofaInheritedaMetabolicaDiseaseTH2018THbYTHYZgaUYZgb 5.4 5

53 αγαSYHlossUofUfunctionHvariantsTHfromHisolatedHhearingHlossHtoHsevereHcongenitalHencephalopathyhH
 ewHcasesHandHliteratureHreviewVHEuropeanaJournalaofaMedicalaGeneticsTH2020THdaTHYXbXaa 2.6 5

52 onalysisHofH–itochondrialHγ oUαrocessingHrefectsHinHαatientUrerivedHTissuesHbyHqγTUαqγHandH
γ oseqVHMethodsainaMolecularaBiologyTH2017THYcdeTHaegUagX 1.4 4

51 TheHmetabolicHnetworkHcoherenceHofHhumanHtranscriptomesHisHassociatedHwithHgeneticHvariationHatH
theHcadherinHYfHlocusVHHumanaGeneticsTH2019THYafTHaecUaff 6.3 4

50 preastHcancerHpatientsHsuggestiveHofHziUtraumeniHsyndromehHmutationalHspectrumTHcandidateHgenesTH
andHunexplainedHheredityVHBreastaCanceraResearchTH2018THZXTHfe 8.3 4

49 retectionHofHaberrantHeventsHinHγ oHsequencingHdata 4

48 ueneticHdiagnosisHofH–endelianHdisordersHviaHγ oHsequencing 4

47 retectionHofHaberrantHsplicingHeventsHinHγ oUseqHdataHwithHtγoSsγ 4

46 qaseHγeporthHγapidHTreatmentHofHUridineUγesponsiveHspilepticHsncephalopathyHqausedHbyHqorH
reficiencyVHFrontiersainaPharmacologyTH2020THYYTHdXfeae 5.6 4

45 αyo HneurodegenerationHandHresidualHαo yZHactivitiesHinHpatientHerythrocytesVHAnnalsaofaClinicala
andaTranslationalaNeurologyTH2020THeTHYabXUYacY 5.3 4

44  ovelH rUtoYZHvariantsHareHassociatedHwithHisolatedHcomplexHwHdefectHandHvariableHclinicalH
manifestationVHHumanaMutationTH2021THbZTHdggUeYX 4.7 4

43 qlinicalHimplementationHofHγ oHsequencingHforH–endelianHdiseaseHdiagnostics 4

42 oberrantHactivityHofHmitochondrialH qzXHisHlinkedHtoHimpairedHsynapticHtransmissionHandHisH
associatedHwithHmentalHretardationVHCommunicationsaBiologyTH2021THbTHddd 6.7 4

41 sxpandingHtheHclinicalHandHgeneticHspectrumHofHtrXγHdeficiencyHbyHfunctionalHvalidationHofHvariantsH
ofHuncertainHsignificanceVHHumanaMutationTH2021THbZTHaYXUaYg 4.7 4

40 qlinicalHimplementationHofHγ oHsequencingHforH–endelianHdiseaseHdiagnosticsVVHGenomeaMedicineTH
2022THYbTHaf 14.4 4

39 vomozygousHframeHshiftHvariantHinHoTαepHexonHYHleadsHtoHbypassHofHnonsenseUmediatedHmγ oH
decayHandHtoHaHproteinHcapableHofHcopperHexportVHEuropeanaJournalaofaHumanaGeneticsTH2019THZeTHfegUffe5.3 3

(2019-2022)
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38  etworkHreconstructionHforHtransHactingHgeneticHlociHusingHmultiUomicsHdataHandHpriorHinformation 3

37
spigenomeUwideHassociationHstudyHofHwholeHbloodHgeneHexpressionHinHtraminghamHveartHStudyH
participantsHprovidesHmolecularHinsightHintoHtheHpotentialHroleHofHqvγ ocHinHcigaretteH
smokingUrelatedHlungHdiseasesVHClinicalaEpigeneticsTH2021THYaTHdX

7.7 3

36 riagnosingHpediatricHmitochondrialHdiseasehHlessonsHfromHZTXXXHexomes 3

35 αediatricHzeighHSyndromehH euroimagingHteaturesHandHueneticHqorrelationsVHAnnalsaofaNeurologyTH
2021THfgTHdZgUdaY 9.4 3

34 XUzinkedHγetinitisHαigmentosaHqausedHbyH onUqanonicalHSpliceHSiteHVariantsHinVHInternationalaJournala
ofaMolecularaSciencesTH2021THZZTH 6.3 3

33 onalyzingHwlluminaHueneHsxpressionH–icroarrayHrataH²btainedHtromHvumanHWholeHploodHqellHandH
ploodH–onocyteHSamplesVHMethodsainaMolecularaBiologyTH2016THYadfTHfcUge 1.4 2

32 zeighHsyndromehHaHstudyHofHZXgHpatientsHatHtheHpeijingHqhildrenOsHvospitalVVHAnnalsaofaNeurologyTH
2022TH 9.4 2

31 –itochondrialHrisordersVHDeutschesaAgamp;dxsvs8;rzteblattaInternationalTH2021TH 2.5 2

30 wdentificationHofHaHnovelHmVagccu´ l´ oHvariantHinH–TU rYHassociatedHwithHzeighHsyndromeVH
MitochondrionTH2021THdZTHYaUZa 4.9 2

29 TheHqlinicalHopplicationHofHγ oHSequencingHinHueneticHriagnosisHofH–endelianHrisordersVHClinicsaina
LaboratoryaMedicineTH2020THbXTHYZYUYaa 2.1 2

28 ²UTγwrsγhHoHstatisticalHmethodHforHdetectingHaberrantlyHexpressedHgenesHinHγ oHsequencingHdata 2

27 qomparisonHofHgeneticHriskHpredictionHmodelsHtoHimproveHpredictionHofHcoronaryHheartHdiseaseHinH
twoHlargeHcohortsHofHtheH–² wqoWy²γoHstudyVHGeneticaEpidemiologyTH2021THbcTHdaaUdcX 2.6 2

26 –yopathicHmitochondrialHr oHdepletionHsyndromeHassociatedHwithHbiallelicHvariantsHinHzwuaVHBrainTH
2021THYbbTHeeb 11.2 2

25  poSHVariantsHoreHossociatedHwithHβuantitativeHandHβualitativeH yHandHpHqellHreficiencyVHJournala
ofaClinicalaImmunologyTH2021THbYTHYefYUYega 5.7 2

24 γecurrentHacuteHliverHfailureHinHalanylUtγ oHsynthetaseUYHPooγSYQHdeficiencyVHMolecularaGeneticsaanda
MetabolismaReportsTH2020THZcTHYXXdfY 1.8 1

23 –itochondriopathienHâ��HneueHTrendsHinHriagnostikHundHTherapieVHMedizinischeaGenetikTH2015THZeTHZfZUZfe 0.5 1

22 VariantsHinHmitochondrialHoTαHsynthaseHcauseHvariableHneurologicHphenotypesVVHAnnalsaofaNeurologyTH
2021TH 9.4 1

21 –ultiU²micsHopproachHtoH–itochondrialHr oHramageHinHvumanH–uscleHtibersVHInternationalaJournala
ofaMolecularaSciencesTH2021THZZTH 6.3 1
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20 ueneticHpasisHofH–itochondrialHqardiomyopathyVHCardiacaandaVascularaBiologyTH2019THgaUYag 0.2 1

19 WholeHgenomeHandHexomeHsequencingHidentifyHmutationsHasHaHnewHcauseHofHprogressiveHcavitatingH
leukoencephalopathyVHJournalaofaMedicalaGeneticsTH2021TH 5.8 1

18 oHcomprehensiveHphenotypicHcharacterizationHofHaHwholeUbodyHWdrbcHknockUoutHmouseVH
MammalianaGenomeTH2021THaZTHaaZUabg 3.2 1

17 piallelicHUVariantsHzeadingHtoHrevelopmentalHγegressionHWithHαrogressiveHSpasticityHandHprainH
otrophyHinHaHqhineseHαatientVHFrontiersainaGeneticsTH2021THYZTHdfcXac 4.5 1

16 TheHqlinicalHopplicationHofHγ oHSequencingHinHueneticHriagnosisHofH–endelianHrisordersVHAdvancesa
inaMolecularaPathologyTH2018THYTHZeUad 0.3 1

15 αrevalenceHandHclinicalHpredictionHofHmitochondrialHdisordersHinHaHlargeHneuropediatricHcohortVH
ClinicalaGeneticsTH2021THYXXTHeddUeeX 4 1

14 oHnovelHcrypticHspliceHsiteHmutationHinHasHaHcauseHofHosteogenesisHimperfectaVHBoneaReportsTH2021TH
YcTHYXYYYX 2.6 1

13 γ oHsequencingHroleHandHapplicationHinHclinicalHdiagnosticVVHPediatricaInvestigationTH2022THdTHZgUac 1.3 1

12 spigenomeUwideHassociationHstudyHofHserumHurateHrevealsHinsightsHintoHurateHcoUregulationHandHtheH
SzqZogHlocusVHNatureaCommunicationsTH2021THYZTHeYea 17.4 1

11 qharacterisingHaHhomozygousHtwoUexonHdeletionHinHUβqγvhHcomparingHhumanHandHmouseH
phenotypesVHEMBOaMolecularaMedicineTH2021THYaTHeYbage 12 0

10 wdentificationHofHaH ovelHVariantHinHqausingH–szoSVHFrontiersainaGeneticsTH2021THYZTHdafebg 4.5 0

9 –uscularHandH–olecularHαathologyHossociatedHwithHSαoTocHreficiencyHinHaHqhildHwithHsvz–γSVH
InternationalaJournalaofaMolecularaSciencesTH2021THZZTH 6.3 0

8 αathogenicHvariantsHinH–γαzbbHcauseHinfantileHcardiomyopathyHdueHtoHaHmitochondrialHtranslationH
defectVHMolecularaGeneticsaandaMetabolismTH2021THYaaTHadZUaeY 3.7 0

7 o²αsαHvariantsHasHaHnovelHcauseHofHrecessiveHdystoniahHueneralizedHdystoniaHandH
dystoniaUparkinsonismVVHParkinsonismaandaRelatedaDisordersTH2022THgeTHcZUcd 3.6 0

6 –etaUanalysesHidentifyHr oHmethylationHassociatedHwithHkidneyHfunctionHandHdamageVHNaturea
CommunicationsTH2021THYZTHeYeb 17.4 0

5 –itochondrialHriseaseHueneticsH2019THbYUdZ

4 –olecularHdiagnosticsHofH–endelianHdisordersHviaHcombinedHr oHandHγ oHsequencingVHMedizinischea
GenetikTH2019THaYTHYgYUYge 0.5

3
oTαHsynthaseHdeficiencyHdueHtoHmVfcZfTlqHmutation´ UHaHnovelHcauseHofHsevereHneonatalH
hyperammonemiaHrequiringHhemodialysisVHJournalaofaPediatricaEndocrinologyaandaMetabolismTH2021TH
abTHafgUaga

1.6

(2021-2019)
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2 uenomicHopproachesHforHtheHriagnosisHofHwnbornHsrrorsHofH–etabolismH2022THYbeUYdZ

1 αopulationUbasedHscreeningHinHchildrenHforHearlyHdiagnosisHandHtreatmentHofHfamilialH
hypercholesterolemiahHdesignHofHtheHVγ² wHstudyVHMedizinischeaGenetikTH2022THabTHbYUcY 0.5

Holger Prokisch
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