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j Paper IF Citations

42 NovelLMutationLmadcfjetqzLinLvausingLSensorimotorLtxonalLPolyneuropathyaLNeurology:iGeneticsXL
2021XLjXLehii 3.8 1

41 IntegrationLofLwholeLgenomeLsequencingLintoLaLhealthcareLsettingmLhighLdiagnosticLratesLacrossL
multipleLclinicalLentitiesLinLfedlLrareLdiseaseLpatientsaLGenomeiMedicineXL2021XLdfXLgc 14.4 22

40 ProtocolLforLtheLderivationXLculturingXLandLdifferentiationLofLhumanLiPSYcellYderivedLneuroepithelialL
stemLcellsLtoLstudyLneuralLdifferentiationLin´ vitroaLSTARiProtocolsXL2021XLeXLdcchek 1.4 4

39 vlinicalLPresentationXLzeneticLxtiologyXLandLvoenzymeLQdcLLevelsLinLhhLvhildrenLwithLvombinedL
xnzymeLweficienciesLofLtheLMitochondrialLRespiratoryLvhainaLJournaliofiPediatricsXL2021XLeekXLegcYehdaee3.6 1

38 TheLoneYcarbonLpoolLcontrolsLmitochondrialLenergyLmetabolismLviaLcomplexLILandLironYsulfurL
clustersaLScienceiAdvancesXL2021XLjXL 14.3 6

37 SevereLcongenitalLlacticLacidosisLandLhypertrophicLcardiomyopathyLcausedLbyLanLintronicLvariantLinL
NwUyujaLHumaniMutationXL2021XLgeXLfjkYfkg 4.7 3

36
StableLIsotopeLLabelingLofLtminoLtcidsLinLyliesLTSILtyULRevealsLwifferentialLPhosphorylationLofL
MitochondrialLProteinsLUponLLossLofLOXP OSLSubunitsaLMoleculariandiCellulariProteomicsXL2021XL
ecXLdcccih

7.6 1

35 QuantitativeLProteomicsLinLwrosophilaLwithL olidicLStableYIsotopeLLabelingLofLtminoLtcidsLinLyruitL
yliesLTSILtyUaLMethodsiiniMoleculariBiologyXL2021XLedleXLjhYkj 1.4 1

34 MetabolicLregulationLofLneurodifferentiationLinLtheLadultLbrainaLCellulariandiMoleculariLifeiSciencesXL
2020XLjjXLegkfYegli 10.3 22

33 SQSTMdbpieYwirectedLMetabolicLReprogrammingLIsLxssentialLforLNormalLNeurodifferentiationaL
StemiCelliReportsXL2019XLdeXLiliYjdd 8 20

32 MyoglobinopathyLisLanLadultYonsetLautosomalLdominantLmyopathyLwithLcharacteristicLsarcoplasmicL
inclusionsaLNatureiCommunicationsXL2019XLdcXLdfli 17.4 7

31 MutationsLinLtheLmitochondrialLtryptophanylYtRNtLsynthetaseLcauseLgrowthLretardationLandL
progressiveLleukoencephalopathyaLMoleculariGeneticsiramp;iGenomiciMedicineXL2019XLjXLeihg 2.3 6

30 tbsenceLofLTXNIPLinL umansLLeadsLtoLLacticLtcidosisLandLLowLSerumLMethionineLLinkedLtoL
weficientLRespirationLonLPyruvateaLDiabetesXL2019XLikXLjclYjef 0.9 17

29 viorfecfLisLanLRNtYbindingLproteinLinvolvedLinLmitochondrialLproteinLsynthesisaLNucleiciAcidsi
ResearchXL2019XLgjXLlfkiYlfll 20.1 14

28 wefectsLofLmitochondrialLRNtLturnoverLleadLtoLtheLaccumulationLofLdoubleYstrandedLRNtLinLvivoaL
PLoSiGeneticsXL2019XLdhXLedcckegc 6 19

27 MitochondrialLRNtLTurnoverLinLMetazoaaLNucleiciAcidsiandiMoleculariBiologyXL2018XLdjYgi 0

26 vhoreaXLpsychosisXLacanthocytosisXLandLprolongedLsurvivalLassociatedLwithLmutationsaLNeurologyXL
2018XLldXLjdcYjde 6.5 7
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25 tLmultiYsystemicLmitochondrialLdisorderLdueLtoLaLdominantLpaYlhh LdiseaseLvariantLinLwNtL
polymeraseLgammaaLHumaniMoleculariGeneticsXL2017XLeiXLehdhYeheh 5.6 5

24
wetectionLofLiYdemethoxyubiquinoneLinLvoQLdeficiencyLdisordersmLInsightsLintoLenzymeL
interactionsLandLidentificationLofLpotentialLtherapeuticsaLMoleculariGeneticsiandiMetabolismXL2017XL
dedXLediYeef

3.7 15

23
RespiratoryLchainLcomplexLIIILdeficiencyLdueLtoLmutatedLuvSdLmLaLnovelLphenotypeLwithL
encephalomyopathyXLpartiallyLphenocopiedLinLaLucsdlLmutantLmouseLmodelaLOrphanetiJournaliofi
RareiDiseasesXL2017XLdeXLjf

4.2 18

22 tbsenceLofLtheLtutophagyLtdaptorLSQSTMdbpieLvausesLvhildhoodYOnsetLNeurodegenerationLwithL
ttaxiaXLwystoniaXLandLzazeLPalsyaLAmericaniJournaliofiHumaniGeneticsXL2016XLllXLjfhYjgf 11 69

21 MitochondrialLPolyadenylationLIsLaLOneYStepLProcessLRequiredLforLmRNtLIntegrityLandLtRNtL
MaturationaLPLoSiGeneticsXL2016XLdeXLedccicek 6 25

20 JdcLvhoreaXLpsychoticLsymptomsLandLlongLsurvivalLinLaLsubjectLwithLxLtveLmutationsaLJournaliofi
NeurologyyiNeurosurgeryiandiPsychiatryXL2016XLkjXLtjkafYtjl 5.5

19 tLPhenotypeYwrivenLtpproachLtoLzenerateLMouseLModelsLwithLPathogenicLmtwNtLMutationsL
vausingLMitochondrialLwiseaseaLCelliReportsXL2016XLdiXLelkcYellc 10.6 72

18 vyclophilinLwXLaLtargetLforLcounteractingLskeletalLmuscleLdysfunctionLinLmitochondrialLmyopathyaL
HumaniMoleculariGeneticsXL2015XLegXLihkcYj 5.6 11

17 SUVfLhelicaseLisLrequiredLforLcorrectLprocessingLofLmitochondrialLtranscriptsaLNucleiciAcidsiResearch
XL2015XLgfXLjflkYgdf 20.1 15

16 RescueLofLprimaryLubiquinoneLdeficiencyLdueLtoLaLnovelLvOQjLdefectLusingLeXgYdihydroxybensoicL
acidaLJournaliofiMedicaliGeneticsXL2015XLheXLjjlYkf 5.8 67

15 IntraYmitochondrialLMethylationLweficiencyLwueLtoLMutationsLinLSLvehteiaLAmericaniJournaliofi
HumaniGeneticsXL2015XLljXLjidYk 11 44

14 RegulationLofLwNtLreplicationLatLtheLendLofLtheLmitochondrialLwYloopLinvolvesLtheLhelicaseL
TWINKLxLandLaLconservedLsequenceLelementaLNucleiciAcidsiResearchXL2015XLgfXLleieYjh 20.1 54

13 NeuYLaxovaLsyndromeLisLaLheterogeneousLmetabolicLdisorderLcausedLbyLdefectsLinLenzymesLofLtheL
LYserineLbiosynthesisLpathwayaLAmericaniJournaliofiHumaniGeneticsXL2014XLlhXLekhYlf 11 82

12 NoLrecombinationLofLmtwNtLafterLheteroplasmyLforLhcLgenerationsLinLtheLmouseLmaternalL
germlineaLNucleiciAcidsiResearchXL2014XLgeXLddddYi 20.1 63

11 zermlineLmitochondrialLwNtLmutationsLaggravateLageingLandLcanLimpairLbrainLdevelopmentaL
NatureXL2013XLhcdXLgdeYh 50.4 188

10 MTxRyfLregulatesLmitochondrialLribosomeLbiogenesisLinLinvertebratesLandLmammalsaLPLoSiGenetics
XL2013XLlXLedccfdjk 6 70

9 TWINKLxLisLanLessentialLmitochondrialLhelicaseLrequiredLforLsynthesisLofLnascentLwYloopLstrandsL
andLcompleteLmtwNtLreplicationaLHumaniMoleculariGeneticsXL2013XLeeXLdlkfYlf 5.6 114

8 VariationLinLgermlineLmtwNtLheteroplasmyLisLdeterminedLprenatallyLbutLmodifiedLduringL
subsequentLtransmissionaLNatureiGeneticsXL2012XLggXLdekeYh 36.3 102
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7 UltraYdeepLsequencingLofLmouseLmitochondrialLwNtmLmutationalLpatternsLandLtheirLoriginsaLPLoSi
GeneticsXL2011XLjXLedccecek 6 136

6 MaintenanceLofLrespiratoryLchainLfunctionLinLmouseLheartsLwithLseverelyLimpairedLmtwNtL
transcriptionaLNucleiciAcidsiResearchXL2010XLfkXLihjjYkk 20.1 29

5 MtwNtLmutationsLareLaLcommonLcauseLofLsevereLdiseaseLphenotypesLinLchildrenLwithLLeighL
syndromeaLBiochimicaiEtiBiophysicaiActai-iBioenergeticsXL2009XLdjkjXLgkgYlc 4.6 38

4 PurifyingLselectionLofLmtwNtLandLitsLimplicationsLforLunderstandingLevolutionLandLmitochondrialL
diseaseaLNatureiReviewsiGeneticsXL2008XLlXLihjYie 30.1 129

3 StrongLpurifyingLselectionLinLtransmissionLofLmammalianLmitochondrialLwNtaLPLoSiBiologyXL2008XLiXLedc 9.7 352

2 IsLenergyLdeficiencyLgoodLinLmoderationraLCellXL2007XLdfdXLggkYhc 56.2 11

1 RespiratoryLchainLdysfunctionLinLskeletalLmuscleLdoesLnotLcauseLinsulinLresistanceaLBiochemicaliandi
BiophysicaliResearchiCommunicationsXL2006XLfhcXLeceYj 3.4 122
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