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91 rKmitochondrialKproteinKcompendiumKelucidatesKcomplexKzKdiseaseKbiologyYKCellWK2008WKbdeWKbbcXcd 56.2 1507

90 MolecularKdiagnosisKofKinfantileKmitochondrialKdiseaseKwithKtargetedKnextXgenerationKsequencingYK
SciencehTranslationalhMedicineWK2012WKeWKbbiraba 17.5 362

89 MinimumKbirthKprevalenceKofKmitochondrialKrespiratoryKchainKdisordersKinKchildrenYKBrainWK2003WKbcgWKbjafXbc11.2 339

88 MitochondrialKrespiratoryKchainKsupercomplexesKareKdestabilizedKinKsarthKSyndromeKpatientsYK
JournalhofhMolecularhBiologyWK2006WKdgbWKegcXj 6.5 326

87 RrxvXinducedKcytosolicKROSKpromoteKmitochondrialKsuperoxideKgenerationKinKdiabetesYKJournalhofh
thehAmericanhSocietyhofhNephrology:hJASNWK2009WKcaWKhecXfc 12.7 323

86 yighXthroughputWKpooledKsequencingKidentifiesKmutationsKinKNUsPLKandKwOXRvubKinKhumanK
complexKzKdeficiencyYKNaturehGeneticsWK2010WKecWKifbXi 36.3 292

85 siochemicalKassaysKofKrespiratoryKchainKcomplexKactivityYKMethodshinhCellhBiologyWK2007WKiaWKjdXbbj 1.8 271

84 rccessoryKsubunitsKareKintegralKforKassemblyKandKfunctionKofKhumanKmitochondrialKcomplexKzYK
NatureWK2016WKfdiWKbcdXbcg 50.4 260

83 LeighKsyndromekKOneKdisorderWKmoreKthanKhfKmonogenicKcausesYKAnnalshofhNeurologyWK2016WKhjWKbjaXcad 9.4 259

82 rnalysisKofKtheKassemblyKprofilesKforKmitochondrialXKandKnuclearXuNrXencodedKsubunitsKintoK
complexKzYKMolecularhandhCellularhBiologyWK2007WKchWKecciXdh 4.8 202

81 TheKinheritanceKofKmitochondrialKuNrKheteroplasmykKrandomKdriftWKselectionKorKbothpYKTrendshinh
GeneticsWK2000WKbgWKfaaXf 8.5 198

80
MutationKofKtheKmitochondrialKtyrosylXtRNrKsynthetaseKgeneWKYrRScWKcausesKmyopathyWKlacticK
acidosisWKandKsideroblasticKanemiaXXMLrSrKsyndromeYKAmericanhJournalhofhHumanhGeneticsWK2010WK
ihWKfcXj

11 190

79 MitochondrialKdysfunctionKinKdiabeticKkidneyKdiseaseYKNaturehReviewshNephrologyWK2018WKbeWKcjbXdbc 14.9 178

78 yumanKtzrdaKisKinvolvedKinKtheKearlyKassemblyKofKmitochondrialKcomplexKzKandKmutationsKinKitsKgeneK
causeKdiseaseYKEMBOhJournalWK2007WKcgWKdcchXdh 13 172

77 MitochondrialKdisorderskKprevalenceWKmythsKandKadvancesYKJournalhofhInheritedhMetabolichDiseaseWK
2004WKchWKdejXgc 5.4 171

76 xeneticKcounselingKandKprenatalKdiagnosisKforKtheKmitochondrialKuNrKmutationsKatKnucleotideK
ijjdYKAmericanhJournalhofhHumanhGeneticsWK1999WKgfWKeheXic 11 165

75 RiskKofKdevelopingKaKmitochondrialKuNrKdeletionKdisorderYKLancetwhTheWK2004WKdgeWKfjcXg 40 161
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74 SkewedKsegregationKofKtheKmtuNrKntKijjdKSTXXoxTKmutationKinKhumanKoocytesYKAmericanhJournalhofh
HumanhGeneticsWK1997WKgaWKbejfXfab 11 150

73 MutationKofKtcaorfhKdisruptsKcomplexKzKassemblyKandKcausesKlethalKneonatalKmitochondrialKdiseaseYK
AmericanhJournalhofhHumanhGeneticsWK2008WKidWKegiXhi 11 150

72 ueKnovoKmutationsKinKtheKmitochondrialKNudKgeneKasKaKcauseKofKinfantileKmitochondrialK
encephalopathyKandKcomplexKzKdeficiencyYKAnnalshofhNeurologyWK2004WKffWKfiXge 9.4 148

71 NuUwSgKmutationsKareKaKnovelKcauseKofKlethalKneonatalKmitochondrialKcomplexKzKdeficiencyYKJournalh
ofhClinicalhInvestigationWK2004WKbbeWKidhXef 15.9 143

70 MutationsKofKtheKmitochondrialKNubKgeneKasKaKcauseKofKMvLrSYKJournalhofhMedicalhGeneticsWK2004WK
ebWKhieXj 5.8 135

69 tompensatoryKgrowthKofKhealthyKcardiacKcellsKinKtheKpresenceKofKdiseasedKcellsKrestoresKtissueK
homeostasisKduringKheartKdevelopmentYKDevelopmentalhCellWK2008WKbfWKfcbXdd 10.2 133

68 uominantKinheritanceKofKprematureKovarianKfailureKassociatedKwithKmutantKmitochondrialKuNrK
polymeraseKgammaYKHumanhReproductionWK2006WKcbWKceghXhd 5.7 132

67 MitochondrialKenergyKgenerationKdisorderskKgenesWKmechanismsWKandKcluesKtoKpathologyYKJournalhofh
BiologicalhChemistryWK2019WKcjeWKfdigXfdjf 5.4 125

66 MutationsKinKMTwMTKunderlieKaKhumanKdisorderKofKformylationKcausingKimpairedKmitochondrialK
translationYKCellhMetabolismWK2011WKbeWKeciXde 24.6 123

65 MonolysocardiolipinsKaccumulateKinKsarthKsyndromeKbutKdoKnotKleadKtoKenhancedKapoptosisYK
JournalhofhLipidhResearchWK2005WKegWKbbicXjf 6.3 108

64 TurnKupKtheKpowerKXKpharmacologicalKactivationKofKmitochondrialKbiogenesisKinKmouseKmodelsYK
BritishhJournalhofhPharmacologyWK2014WKbhbWKbibiXdg 8.6 89

63 zxwcsPcZzMPcXueficientKmiceKresistKobesityKthroughKenhancedKtranslationKofKUcpbKmRNrKandK
OtherKmRNrsKencodingKmitochondrialKproteinsYKCellhMetabolismWK2015WKcbWKgajXcb 24.6 87

62 rnalysisKofKmitochondrialKsubunitKassemblyKintoKrespiratoryKchainKcomplexesKusingKslueKNativeK
polyacrylamideKgelKelectrophoresisYKAnalyticalhBiochemistryWK2007WKdgeWKbciXdh 3.1 86

61
rbundanceKofKtheKPOLxKdiseaseKmutationsKinKvuropeWKrustraliaWKNewKZealandWKandKtheKUnitedK
StatesKexplainedKbyKsingleKancientKvuropeanKfoundersYKEuropeanhJournalhofhHumanhGeneticsWK2007WK
bfWKhhjXid

5.3 86

60 siochemicalKandKmolecularKdiagnosisKofKmitochondrialKrespiratoryKchainKdisordersYKBiochimicahEth
BiophysicahActahyhBioenergeticsWK2004WKbgfjWKbcbXi 4.6 85

59 MitochondrialKuNrKmutationsKatKnucleotideKijjdKshowKaKlackKofKtissueXKorKageXrelatedKvariationYK
JournalhofhInheritedhMetabolichDiseaseWK1999WKccWKijjXjbe 5.4 85

58 MutationsKinKLYRMeWKencodingKironXsulfurKclusterKbiogenesisKfactorKzSubbWKcauseKdeficiencyKofK
multipleKrespiratoryKchainKcomplexesYKHumanhMolecularhGeneticsWK2013WKccWKeegaXhd 5.6 81

57 RespiratoryKchainKcomplexKzKdeficiencyKcausedKbyKmitochondrialKuNrKmutationsYKEuropeanhJournalh
ofhHumanhGeneticsWK2011WKbjWKhgjXhf 5.3 81
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56 NXrcetylcysteineKimprovesKmitochondrialKfunctionKandKamelioratesKbehavioralKdeficitsKinKtheKRgZbK
mouseKmodelKofKyuntingtonRsKdiseaseYKTranslationalhPsychiatryWK2015WKfWKeejc 8.6 80

55 MutationsKinKtheKUQttbXinteractingKproteinWKUQttcWKcauseKhumanKcomplexKzzzKdeficiencyKassociatedK
withKperturbedKcytochromeKbKproteinKexpressionYKPLoShGeneticsWK2013WKjWKebaaeade 6 79

54 rTrudKgeneKclusterKdeletionsKcauseKcerebellarKdysfunctionKassociatedKwithKalteredKmitochondrialK
uNrKandKcholesterolKmetabolismYKBrainWK2017WKbeaWKbfjfXbgba 11.2 76

53 RespiratoryKchainKenzymeKanalysisKinKmuscleKandKliverYKMitochondrionWK2004WKeWKdgdXhf 4.9 76

52 tOrgKisKaKmitochondrialKcomplexKzVKassemblyKfactorKcriticalKforKbiogenesisKofKmtuNrXencodedK
tOXcYKHumanhMolecularhGeneticsWK2015WKceWKfeaeXbf 5.6 72

51 watalKportalKhypertensionWKliverKfailureWKandKmitochondrialKdysfunctionKafterKyzVXbKnucleosideK
analogueXinducedKhepatitisKandKlacticKacidaemiaYKLancetwhTheWK2001WKdfhWKbebcXe 40 72

50 rKSLtdjriKvariantKcausesKmanganeseKdeficiencyWKandKglycosylationKandKmitochondrialKdisordersYK
JournalhofhInheritedhMetabolichDiseaseWK2017WKeaWKcgbXcgj 5.4 70

49 MitochondrialKmyopathyKwithKtRNrSLeuSUURTTKmutationKandKcomplexKzKdeficiencyKresponsiveKtoK
riboflavinYKJournalhofhPediatricsWK1997WKbdaWKbdiXef 3.6 69

48 rssemblyKofKnuclearKuNrXencodedKsubunitsKintoKmitochondrialKcomplexKzVWKandKtheirKpreferentialK
integrationKintoKsupercomplexKformsKinKpatientKmitochondriaYKFEBShJournalWK2009WKchgWKghabXbd 5.7 67

47 MitochondrialKoxidativeKphosphorylationKdisordersKpresentingKinKneonateskKclinicalKmanifestationsK
andKenzymaticKandKmolecularKdiagnosesYKPediatricsWK2008WKbccWKbaadXi 7.4 64

46 MutationsKinKtheKgeneKencodingKdXhydroxyisobutyrylXtorKhydrolaseKresultsKinKprogressiveKinfantileK
neurodegenerationYKAmericanhJournalhofhHumanhGeneticsWK2007WKiaWKbjfXj 11 64

45
RegulationKofKtheKhumanXerythrocyteKhexoseXmonophosphateKshuntKunderKconditionsKofKoxidativeK
stressYKrKstudyKusingKNMRKspectroscopyWKaKkineticKisotopeKeffectWKaKreconstitutedKsystemKandK
computerKsimulationYKFEBShJournalWK1985WKbfaWKdhbXig

62

44 tardiacKmanifestationsKinKoxidativeKphosphorylationKdisordersKofKchildhoodYKJournalhofhPediatricsWK
2007WKbfaWKeahXbb 3.6 60

43 siallelicKMutationsKinKMRPSdeKLeadKtoKznstabilityKofKtheKSmallKMitoribosomalKSubunitKandKLeighK
SyndromeYKAmericanhJournalhofhHumanhGeneticsWK2017WKbabWKcdjXcfe 11 59

42
vvidenceKforKtheKtoxicityKofKbidirectionalKtranscriptsKandKmitochondrialKdysfunctionKinKbloodK
associatedKwithKsmallKtxxKexpansionsKinKtheKwMRbKgeneKinKpatientsKwithKparkinsonismYKGeneticshinh
MedicineWK2011WKbdWKdjcXj

8.1 59

41 TheKpYMcjcTKNuUwScKmutationKcausesKcomplexKzXdeficientKLeighKsyndromeKinKmultipleKfamiliesYK
BrainWK2010WKbddWKcjfcXgd 11.2 58

40
MitochondrialKuiseaseKSequenceKuataKResourceKSMSequRTkKaKglobalKgrassXrootsKconsortiumKtoK
facilitateKdepositionWKcurationWKannotationWKandKintegratedKanalysisKofKgenomicKdataKforKtheK
mitochondrialKdiseaseKclinicalKandKresearchKcommunitiesYKMolecularhGeneticshandhMetabolismWK2015WK
bbeWKdiiXjg

3.7 56

39 tharacterizationKofKmitochondrialKwOXRvubKinKtheKassemblyKofKrespiratoryKchainKcomplexKzYKHumanh
MolecularhGeneticsWK2015WKceWKcjfcXgf 5.6 54
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38
seneficialKeffectsKofKresveratrolKonKrespiratoryKchainKdefectsKinKpatientsRKfibroblastsKinvolveK
estrogenKreceptorKandKestrogenXrelatedKreceptorKalphaKsignalingYKHumanhMolecularhGeneticsWK2014WK
cdWKcbagXbj

5.6 52

37 MPVbhKLossKtausesKueoxynucleotideKznsufficiencyKandKSlowKuNrKReplicationKinKMitochondriaYKPLoSh
GeneticsWK2016WKbcWKebaafhhj 6 52

36 MutationsKinKtheKgeneKencodingKtiorfdiKblockKcomplexKzKassemblyKbyKinhibitingKproductionKofKtheK
mitochondriaXencodedKsubunitKNubYKJournalhofhMolecularhBiologyWK2011WKebeWKebdXcg 6.5 50

35 rpproachesKtoKfindingKtheKmolecularKbasisKofKmitochondrialKoxidativeKphosphorylationKdisordersYK
TwinhResearchhandhHumanhGeneticsWK2008WKbbWKdjfXebb 2.2 50

34 rKfounderKmutationKinKPvTbaaKcausesKisolatedKcomplexKzVKdeficiencyKinKLebaneseKindividualsKwithK
LeighKsyndromeYKAmericanhJournalhofhHumanhGeneticsWK2014WKjeWKcajXcc 11 49

33 MutationKinKmitochondrialKribosomalKproteinKShKSMRPShTKcausesKcongenitalKsensorineuralKdeafnessWK
progressiveKhepaticKandKrenalKfailureKandKlacticKacidemiaYKHumanhMolecularhGeneticsWK2015WKceWKccjhXdah 5.6 48

32 MutationsKinKtYtbWKencodingKcytochromeKcbKsubunitKofKrespiratoryKchainKcomplexKzzzWKcauseK
insulinXresponsiveKhyperglycemiaYKAmericanhJournalhofhHumanhGeneticsWK2013WKjdWKdieXj 11 48

31 NextXgenerationKsequencingKinKmolecularKdiagnosiskKNUsPLKmutationsKhighlightKtheKchallengesKofK
variantKdetectionKandKinterpretationYKHumanhMutationWK2012WKddWKebbXi 4.7 47

30
tomparisonKofKcomputerKsimulationsKofKtheKwXtypeKandKLXtypeKnonXoxidativeKhexoseK
monophosphateKshuntsKwithKdbPXNMRKexperimentalKdataKfromKhumanKerythrocytesYKFEBShJournalWK
1989WKbiaWKdjjXeca

47

29 TheKmolecularKbasisKofKmalonylXtorKdecarboxylaseKdeficiencyYKAmericanhJournalhofhHumanhGeneticsWK
1999WKgfWKdbiXcg 11 45

28 siallelicKMutationsKinKTMvMbcgsKtauseKSevereKtomplexKzKueficiencyKwithKaKVariableKtlinicalK
PhenotypeYKAmericanhJournalhofhHumanhGeneticsWK2016WKjjWKcbhXch 11 45

27 MutationKscreeningKofKtheKmitochondrialKgenomeKusingKdenaturingKhighXperformanceKliquidK
chromatographyYKMolecularhGeneticshandhMetabolismWK2005WKieWKgbXhe 3.7 44

26 LateXadultKonsetKLeighKsyndromeYKJournalhofhClinicalhNeuroscienceWK2012WKbjWKbjfXcac 2.2 42

25
ProteomicKandKmetabolomicKanalysesKofKmitochondrialKcomplexKzXdeficientKmouseKmodelKgeneratedK
byKspontaneousKscKshortKinterspersedKnuclearKelementKSSzNvTKinsertionKintoKNruyKdehydrogenaseK
SubiquinoneTKweXSKproteinKeKSNdufseTKgeneYKJournalhofhBiologicalhChemistryWK2012WKcihWKcagfcXgd

5.4 42

24 RecentKadvancesKinKtheKgeneticsKofKmitochondrialKencephalopathiesYKCurrenthNeurologyhandh
NeurosciencehReportsWK2010WKbaWKchhXif 6.6 42

23 yumanKsrtXmediatedKrescueKofKtheKwriedreichKataxiaKknockoutKmutationKinKtransgenicKmiceYK
MammalianhGenomeWK2004WKbfWKdhaXic 3.2 41

22 SerineKproteaseKinhibitionKandKmitochondrialKdysfunctionKassociatedKwithKcisplatinKresistanceKinK
humanKtumorKcellKlineskKtargetsKforKtherapyYKBiochemicalhPharmacologyWK1997WKfdWKbghdXic 6 36

21 yzVXbKproteinKVprKcausesKgrossKmitochondrialKdysfunctionKinKtheKyeastKSaccharomycesKcerevisiaeYK
FEBShLettersWK1997WKebaWKbefXj 3.8 36

(1997-2014)

5



20 MonolysocardiolipinKinKculturedKfibroblastsKisKaKsensitiveKandKspecificKmarkerKforKsarthKSyndromeYK
JournalhofhLipidhResearchWK2006WKehWKcdegXfb 6.3 35

19 ueficiencyKinKrpoptosisXznducingKwactorKRecapitulatesKthronicKKidneyKuiseaseKviaKrberrantK
MitochondrialKyomeostasisYKDiabetesWK2016WKgfWKbaifXji 0.9 34

18 uecreasedKactivitiesKofKmitochondrialKrespiratoryKchainKcomplexesKinKnonXmitochondrialKrespiratoryK
chainKdiseasesYKDevelopmentalhMedicinehandhChildhNeurologyWK2006WKeiWKbdcXg 3.3 34

17 JuvenileKrlpersKdiseaseYKArchiveshofhNeurologyWK2008WKgfWKbcbXe 33

16 siparentalKinheritanceKofKmitochondrialKuNrKinKhumansKisKnotKaKcommonKphenomenonYKGeneticshinh
MedicineWK2019WKcbWKcicdXcicg 8.1 23

15 watalKperinatalKmitochondrialKcardiacKfailureKcausedKbyKrecurrentKduplicationsKinKtheKlocusYKMedWK
2021WKcWKejXhd 31.7 15

14
varlyKdiagnosisKofKPearsonKsyndromeKinKneonatalKintensiveKcareKfollowingKrapidKmitochondrialK
genomeKsequencingKinKtandemKwithKexomeKsequencingYKEuropeanhJournalhofhHumanhGeneticsWK2019WK
chWKbicbXbicg

5.3 12

13 LossKofKszMKincreasesKmitochondrialKoxygenKconsumptionKandKlipidKoxidationWKreducesKadiposityKandK
improvesKinsulinKsensitivityKinKmiceYKCellhDeathhandhDifferentiationWK2018WKcfWKcbhXccf 12.7 11

12 rpplicationKofKoligonucleotideKarrayKtxyKinKtheKdetectionKofKaKlargeKintragenicKdeletionKinKPOLxK
associatedKwithKrlpersKSyndromeYKMitochondrionWK2011WKbbWKbaeXh 4.9 11

11 LeighKsyndromeKcausedKbyKmutationsKinKisKassociatedKwithKaKbetterKprognosisYKAnnalshofhClinicalhandh
TranslationalhNeurologyWK2019WKgWKfbfXfce 5.3 9

10 MultiomicKanalysisKelucidatesKtomplexKzKdeficiencyKcausedKbyKaKdeepKintronicKvariantKinKNuUwsbaYK
HumanhMutationWK2021WKecWKbjXce 4.7 9

9 rKpatientKwithKhomozygousKnonsenseKvariantsKinKtwoKLeighKsyndromeKdiseaseKgeneskKuistinguishingK
aKdualKdiagnosisKfromKaKhypomorphicKproteinXtruncatingKvariantYKHumanhMutationWK2019WKeaWKijdXiji 4.7 7

8
yighXintensityKtrainingKinducesKnonXstoichiometricKchangesKinKtheKmitochondrialKproteomeKofK
humanKskeletalKmuscleKwithoutKreorganisationKofKrespiratoryKchainKcontentYKNaturehCommunications
WK2021WKbcWKhafg

17.4 7

7 ModellingKMitochondrialKuiseaseKinKyumanKPluripotentKStemKtellskKWhatKyaveKWeKLearnedpYK
InternationalhJournalhofhMolecularhSciencesWK2021WKccWK 6.3 5

6 rpplicationKofKxenomeKSequencingKfromKsloodKtoKuiagnoseKMitochondrialKuiseasesYKGenesWK2021WK
bcWK 4.2 3

5 rKnovelKvariantKinKtOXbgKcausesKcytochromeKcKoxidaseKdeficiencyWKsevereKfatalKneonatalKlacticK
acidosisWKencephalopathyWKcardiomyopathyWKandKliverKdysfunctionYKHumanhMutationWK2021WKecWKbdfXbeb 4.7 2

4
SideroflexinKeKisKaKcomplexKzKassemblyKfactorKthatKinteractsKwithKtheKMtzrKcomplexKandKisKrequiredK
forKtheKassemblyKofKtheKNucKmoduleYYKProceedingshofhthehNationalhAcademyhofhScienceshofhthehUnitedh
StateshofhAmericaWK2022WKbbjWKecbbffggbbj

11.5 2

3 siallelicKVariantsKinKtauseKaKSevereKznfantileKMetabolicKuisorderKrffectingKMitochondrialKwunctionYYK
InternationalhJournalhofhMolecularhSciencesWK2022WKcdWK 6.3 1
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2 xenomicKsequencingKforKtheKdiagnosisKofKchildhoodKmitochondrialKdisorderskKaKhealthKeconomicK
evaluationYKEuropeanhJournalhofhHumanhGeneticsWK2021WK 5.3 1

1 uistinctKdiagnosticKtrajectoriesKinKNsrSXassociatedKacuteKliverKfailureKhighlightsKtheKneedKforKtimelyK
functionalKstudiesYYKJIMDhReportsWK2022WKgdWKceaXcej 1.9
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