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k Paper IF Citations

290
sevelopmentJandJevaluationJofJrapidJdataWenabledJaccessJtoJroutineJclinicalJinformationJtoJ
enhanceJearlyJrecruitmentJtoJtheJnationalJclinicalJplatformJtrialJofJrOVxsW]hJcommunityJ
treatmentsXXJTrialsVJ2022VJabVJea

2.8 0

289
WholeJgenomeJsequencingJforJtheJdiagnosisJofJneurologicalJrepeatJexpansionJdisordersJinJtheJUziJ
aJretrospectiveJdiagnosticJaccuracyJandJprospectiveJclinicalJvalidationJstudyXXJLancetfNeurologyufTheVJ
2022VJa]VJabcWacd

24.1 6

288 weteroplasmicJmitochondrialJsNpJvariantsJinJcardiovascularJdiseasesXXJPLoSfGeneticsVJ2022VJ]gVJe][][[eg6 2

287 weteroplasmicJmitochondrialJsNpJmutationsJinJfrontotemporalJlobarJdegenerationXXJActaf
NeuropathologicaVJ2022VJ]cbVJegfWehd 14.3 1

286 ShorteningJtheJdiagnosticJodysseyWtheJimpactJofJwholeJgenomeJsequencingJinJtheJNwSXJBMJufTheVJ
2021VJbfdVJnaegb 5.9 2

285 UseJofJwholeJgenomeJsequencingJtoJdetermineJgeneticJbasisJofJsuspectedJmitochondrialJdisordersiJ
cohortJstudyXJBMJufTheVJ2021VJbfdVJe[eeagg 5.9 5

284 ][[V[[[JvenomesJPilotJonJRareWsiseaseJsiagnosisJinJwealthJrareJWJPreliminaryJReportXJNewfEnglandf
JournalfoffMedicineVJ2021VJbgdVJ]gegW]gg[ 59.2 34

283 SingleWmoleculeJmitochondrialJsNpJsequencingJshowsJnoJevidenceJofJrpvJmethylationJinJhumanJ
cellsJandJtissuesXJNucleicfAcidsfResearchVJ2021VJ 20.1 4

282 wighJdiagnosticJrateJofJtrioJexomeJsequencingJinJconsanguineousJfamiliesJwithJneurogeneticJ
diseasesXJBrainVJ2021VJ 11.2 1

281
xsolatedJhomozygousJRa]fXJmutationJcausesJknockWoutJofJfunctionalJrWterminalJoptineurinJ
domainsJandJassociatedJoligodendrogliopathyWdominantJpβSWTsPXJJournalfoffNeurologyuf
NeurosurgeryfandfPsychiatryVJ2021VJhaVJ][aaW][ac

5.5 0

280 []]r]Pz]]]hdWPtTJqrainJxmagingJofJtheJγitochondrialJTranslocatorJProteinJinJγitochondrialJ
siseaseXJNeurologyVJ2021VJ 6.5 3

279 OxygenJtensionJmodulatesJtheJmitochondrialJgeneticJbottleneckJandJinfluencesJtheJsegregationJofJ
aJheteroplasmicJmtsNpJvariantJinJvitroXJCommunicationsfBiologyVJ2021VJcVJdgc 6.7 2

278 pnJatlasJofJmitochondrialJsNpJgenotypeWphenotypeJassociationsJinJtheJUzJqiobankXJNaturef
GeneticsVJ2021VJdbVJhgaWhhb 36.3 12

277 qiparentalJinheritanceJofJmitochondrialJsNpJrevisitedXJNaturefReviewsfGeneticsVJ2021VJaaVJcffWcfg 30.1 3

276 txtremeJheterogeneityJofJhumanJmitochondrialJsNpJfromJorganellesJtoJpopulationsXJNaturef
ReviewsfGeneticsVJ2021VJaaVJ][eW]]g 30.1 44

275 γitoPhenJdatabaseiJaJhumanJphenotypeJontologyWbasedJapproachJtoJidentifyJmitochondrialJsNpJ
diseasesXJNucleicfAcidsfResearchVJ2021VJchVJhegeWhehd 20.1 5

274 γitochondrialJsNpJvariantsJmodulateJNWformylmethionineVJproteostasisJandJriskJofJlateWonsetJ
humanJdiseasesXJNaturefMedicineVJ2021VJafVJ]decW]dfd 50.5 4
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273 rellJreprogrammingJshapesJtheJmitochondrialJsNpJlandscapeXJNaturefCommunicationsVJ2021VJ]aVJdac] 17.4 3

272 γitochondrialJsNpJheteroplasmyJisJmodulatedJduringJoocyteJdevelopmentJpropagatingJmutationJ
transmissionXJSciencefAdvancesVJ2021VJfVJeabidedf 14.3 0

271 γitochondrialJReplacementJinJtheJrlinicXJNewfEnglandfJournalfoffMedicineVJ2020VJbgaVJ]gddW]gdf 59.2 8

270 tpigeneticJregulationJinJtheJpathophysiologyJofJβewyJbodyJdementiaXJProgressfinfNeurobiologyVJ
2020VJ]haVJ][]gaa 10.9 4

269 WholeWgenomeJsequencingJofJpatientsJwithJrareJdiseasesJinJaJnationalJhealthJsystemXJNatureVJ2020VJ
dgbVJheW][a 50.4 139

268 RecurrentJhorizontalJtransferJidentifiesJmitochondrialJpositiveJselectionJinJaJtransmissibleJcancerXJ
NaturefCommunicationsVJ2020VJ]]VJb[dh 17.4 5

267 xnheritanceJofJmitochondrialJsNpJinJhumansiJimplicationsJforJrareJandJcommonJdiseasesXJJournalfoff
InternalfMedicineVJ2020VJagfVJebcWecc 10.8 16

266 NuclearWmitochondrialJsNpJsegmentsJresembleJpaternallyJinheritedJmitochondrialJsNpJinJhumansXJ
NaturefCommunicationsVJ2020VJ]]VJ]fc[ 17.4 32

265 rhronicJpainJisJcommonJinJmitochondrialJdiseaseXJNeuromuscularfDisordersVJ2020VJb[VJc]bWc]h 2.9 8

264 rrackingJtheJenigmaJofJmitochondrialWsNpJvariantsJandJcancerXJNaturefMetabolismVJ2020VJaVJaa]Waaa 14.6

263 γetabolicJeffectsJofJbezafibrateJinJmitochondrialJdiseaseXJEMBOfMolecularfMedicineVJ2020VJ]aVJe]]dgh 12 23

262 γetabolicJshiftJunderliesJrecoveryJinJreversibleJinfantileJrespiratoryJchainJdeficiencyXJEMBOfJournalVJ
2020VJbhVJe][dbec 13 15

261 γitochondrialJdisordersJdueJtoJmutationsJinJtheJnuclearJgenomeJ2020VJc]dWcad

260 xdentificationJofJaJnovelJheterozygousJguanosineJmonophosphateJreductaseJRvγPRSJvariantJinJaJ
patientJwithJaJlateWonsetJdisorderJofJmitochondrialJsNpJmaintenanceXJClinicalfGeneticsVJ2020VJhfVJafeWage4 4

259 tffectsJofJthyroidJhormoneJonJmitochondriaJandJmetabolismJofJhumanJpreimplantationJembryosXJ
StemfCellsVJ2020VJbgVJbehWbg] 5.8 11

258 VisualizingVJquantifyingVJandJmanipulatingJmitochondrialJsNpJinJvivoXJJournalfoffBiologicalf
ChemistryVJ2020VJahdVJ]fdggW]fe[] 5.4 10

257 γitochondrialJsiseasesiJpJsiagnosticJRevolutionXJTrendsfinfGeneticsVJ2020VJbeVJf[aWf]f 8.5 30

256 qehrJsyndromeJandJhypertrophicJcardiomyopathyJinJaJfamilyJwithJaJnovelJUrwβ]JdeletionXJJournalf
offNeurologyVJ2020VJaefVJbecbWbech 5.5 3

(2020-2021)
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255 weredityJandJsegregationJofJmtsNpJ2020VJgfW][f

254 pJguideJtoJwritingJsystematicJreviewsJofJrareJdiseaseJtreatmentsJtoJgenerateJupxRWcompliantJ
datasetsiJbuildingJaJTreatabolomeXJOrphanetfJournalfoffRarefDiseasesVJ2020VJ]dVJa[e 4.2 8

253 xdentificationJofJUqpP]JmutationsJinJjuvenileJhereditaryJspasticJparaplegiaJinJtheJ][[V[[[JvenomesJ
ProjectXJEuropeanfJournalfoffHumanfGeneticsVJ2020VJagVJ]febW]feg 5.3 5

252 γitochondrialJheteroplasmyJbeyondJtheJoocyteJbottleneckXJSeminarsfinfCellfandfDevelopmentalf
BiologyVJ2020VJhfVJ]deW]ee 7.5 26

251 γolecularJgeneticJinvestigationsJidentifyJnewJclinicalJphenotypesJassociatedJwithJqrS]βWrelatedJ
mitochondrialJdiseaseXJHumanfMolecularfGeneticsVJ2019VJagVJbfeeWbffe 5.6 14

250 siagnosisJofJQpossibleQJmitochondrialJdiseaseiJanJexistentialJcrisisXJJournalfoffMedicalfGeneticsVJ2019VJ
deVJ]abW]b[ 5.8 27

249 vermlineJselectionJshapesJhumanJmitochondrialJsNpJdiversityXJScienceVJ2019VJbecVJ 33.3 105

248 siagnosticJppproachJtoJγitochondrialJsiseasesJ2019VJag]Wagf

247 pJgenomeWwideJassociationJstudyJofJmitochondrialJsNpJcopyJnumberJinJtwoJpopulationWbasedJ
cohortsXJHumanfGenomicsVJ2019VJ]bVJe 6.8 15

246 pssessingJmitochondrialJheteroplasmyJusingJnextJgenerationJsequencingiJpJnoteJofJcautionXJ
MitochondrionVJ2019VJceVJb[aWb[e 4.9 39

245 seWfusingJmitochondriaJdefusesJtheJmtsNpJtimeWbombXJCellfResearchVJ2019VJahVJfg]Wfga 24.7 3

244 γitochondriallyWtargetedJpPOqtr]JisJaJpotentJmtsNpJmutatorJaffectingJmitochondrialJfunctionJ
andJorganismalJfitnessJinJsrosophilaXJNaturefCommunicationsVJ2019VJ][VJbag[ 17.4 10

243 γitochondrialJwaplogroupJandJtheJRiskJofJpcuteJzidneyJxnjuryJuollowingJrardiacJqypassJSurgeryXJ
ScientificfReportsVJ2019VJhVJaafh 4.9 2

242 urequencyJandJsignatureJofJsomaticJvariantsJinJ]ce]JhumanJbrainJexomesXJGeneticsfinfMedicineVJ
2019VJa]VJh[cWh]a 8.1 14

241 γitochondriaJinJneuroinflammationJWJγultipleJsclerosisJRγSSVJleberJhereditaryJopticJneuropathyJ
RβwONSJandJβwONWγSXJNeurosciencefLettersVJ2019VJf][VJ]bahba 3.3 29

240 γTWNsdJγutationJtxhibitsJwighlyJVariableJNeurologicalJγanifestationsJatJβowJγutantJβoadXJ
EBioMedicineVJ2018VJb[VJgeWhb 8.8 33

239 γitochondrialJoxodicarboxylateJcarrierJdeficiencyJisJassociatedJwithJmitochondrialJsNpJdepletionJ
andJspinalJmuscularJatrophyWlikeJdiseaseXJGeneticsfinfMedicineVJ2018VJa[VJ]aacW]abd 8.1 18

238 weterozygousJSSqP]JstartJlossJmutationJcoWsegregatesJwithJhearingJlossJandJtheJmX]dddpmvJ
mtsNpJvariantJinJaJlargeJmultigenerationalJfamilyXJBrainVJ2018VJ]c]VJddWea 11.2 15
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237 γitochondriaJandJwypoxiaiJγetabolicJrrosstalkJinJrellWuateJsecisionsXJTrendsfinfEndocrinologyfandf
MetabolismVJ2018VJahVJachWadh 8.8 25

236 pJnovelJmechanismJcausingJimbalanceJofJmitochondrialJfusionJandJfissionJinJhumanJmyopathiesXJ
HumanfMolecularfGeneticsVJ2018VJafVJ]]geW]]hd 5.6 40

235 γitochondrialJsNpJweteroplasmyJandJPurifyingJSelectionJinJtheJγammalianJuemaleJvermJβineXJ
DevelopmentfGrowthfandfDifferentiationVJ2018VJe[VJa]Wba 3 37

234 SegregationJofJmitochondrialJsNpJheteroplasmyJthroughJaJdevelopmentalJgeneticJbottleneckJinJ
humanJembryosXJNaturefCellfBiologyVJ2018VJa[VJ]ccW]d] 23.4 110

233 γultifocalJdemyelinatingJmotorJneuropathyJandJhamartomaJsyndromeJassociatedJwithJaJdeJnovoJ
mutationXJNeurologyVJ2018VJh[VJe]gcaWe]gcg 6.5 3

232 RetrospectiveJnaturalJhistoryJofJthymidineJkinaseJaJdeficiencyXJJournalfoffMedicalfGeneticsVJ2018VJ
ddVJd]dWda] 5.8 56

231 TheJmitochondrialJsNpJgeneticJbottleneckiJinheritanceJandJbeyondXJEssaysfinfBiochemistryVJ2018VJ
eaVJaadWabc 7.6 50

230 SomaticJvariantsJinJautosomalJdominantJgenesJareJaJrareJcauseJofJsporadicJplzheimerQsJdiseaseXJ
AlzheimerosfandfDementiaVJ2018VJ]cVJ]ebaW]ebh 1.2 32

229 OxygenJinJmitochondrialJdiseaseiJcanJthereJbeJtooJmuchJofJaJgoodJthingnXJJournalfoffInheritedf
MetabolicfDiseaseVJ2018VJc]VJfe]Wfeb 5.4 8

228 Txp]JvariantJdrivesJmyodegenerationJinJmultisystemJproteinopathyJwithJSQSTγ]JmutationsXJ
JournalfoffClinicalfInvestigationVJ2018VJ]agVJ]]ecW]]ff 15.9 53

227 txposureJofJγonocyticJrellsJtoJβipopolysaccharideJxnducesJroordinatedJtndotoxinJToleranceVJ
γitochondrialJqiogenesisVJγitophagyVJandJpntioxidantJsefensesXJFrontiersfinfImmunologyVJ2018VJhVJaa]f 8.4 23

226 wighJprevalenceJofJfocalJandJmultiWfocalJsomaticJgeneticJvariantsJinJtheJhumanJbrainXJNaturef
CommunicationsVJ2018VJhVJcadf 17.4 33

225 mtsNpJPopulationJVariantsJandJNeurodegenerativeJsiseasesXJFrontiersfinfNeuroscienceVJ2018VJ]aVJega 5.1 31

224 uirstWlineJgenomicJdiagnosisJofJmitochondrialJdisordersXJNaturefReviewsfGeneticsVJ2018VJ]hVJbhhWc[[ 30.1 27

223 γutationWspecificJeffectsJinJgermlineJtransmissionJofJpathogenicJmtsNpJvariantsXJHumanf
ReproductionVJ2018VJbbVJ]bb]W]bc] 5.7 21

222 TheJwumanJPhenotypeJOntologyJinJa[]fXJNucleicfAcidsfResearchVJ2017VJcdVJsgedWsgfe 20.1 507

221 γitochondrialJsNpJpointJmutationsJandJrelativeJcopyJnumberJinJ]bebJdiseaseJandJcontrolJhumanJ
brainsXJActafNeuropathologicafCommunicationsVJ2017VJdVJ]b 7.3 55

220 veneticJheterogeneityJofJmotorJneuropathiesXJNeurologyVJ2017VJggVJ]aaeW]abc 6.5 54

(2017-2018)
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219 wypomorphicJmutationsJinJPOβRbpJareJaJfrequentJcauseJofJsporadicJandJrecessiveJspasticJataxiaXJ
BrainVJ2017VJ]c[VJ]de]W]dfg 11.2 58

218 γitochondrialJsNpJdepletionJinducesJinnateJimmuneJdysfunctionJrescuedJbyJxuNW˛‡XJJournalfoff
AllergyfandfClinicalfImmunologyVJ2017VJ]c[VJ]ce]W]cecXeg 11.5 4

217 pmyloidW˛†JaccumulationJinJtheJrNSJinJhumanJgrowthJhormoneJrecipientsJinJtheJUzXJActaf
NeuropathologicaVJ2017VJ]bcVJaa]Wac[ 14.3 67

216 rhildhoodWonsetJβeberJhereditaryJopticJneuropathyXJBritishfJournalfoffOphthalmologyVJ2017VJ][]VJ]d[dW]d[h5.5 34

215 veneticJcompendiumJofJ]d]]JhumanJbrainsJavailableJthroughJtheJUzJγedicalJResearchJrouncilJ
qrainJqanksJNetworkJResourceXJGenomefResearchVJ2017VJafVJ]edW]fb 9.7 36

214 seJnovoJvariantJisJassociatedJwithJdecreasedJmitochondrialJrespiratoryJchainJactivitiesXJNeurology:f
GeneticsVJ2017VJbVJe]gf 3.8 6

213
qiallelicJr]QqPJγutationsJrauseJSevereJNeonatalWVJrhildhoodWVJorJβaterWOnsetJrardiomyopathyJ
pssociatedJwithJrombinedJRespiratoryWrhainJseficienciesXJAmericanfJournalfoffHumanfGeneticsVJ
2017VJ][]VJdadWdbg

11 44

212 mutationsJandJcentralJdemyelinationiJtvidenceJfromJelectrophysiologicJphenotypingJinJfemaleJ
manifestingJcarriersXJNeurology:fClinicalfPracticeVJ2017VJfVJcd]Wcdc 1.7

211 γonitoringJclinicalJprogressionJwithJmitochondrialJdiseaseJbiomarkersXJBrainVJ2017VJ]c[VJadb[Wadc[ 11.2 38

210 rlinicalVJpathologicalJandJfunctionalJcharacterizationJofJriboflavinWresponsiveJneuropathyXJBrainVJ
2017VJ]c[VJaga[Wagbf 11.2 40

209 γutationsJinJmitochondrialJsNpJcausingJtubulointerstitialJkidneyJdiseaseXJPLoSfGeneticsVJ2017VJ]bVJe][[eea[6 35

208 qackgroundJsequenceJcharacteristicsJinfluenceJtheJoccurrenceJandJseverityJofJdiseaseWcausingJ
mtsNpJmutationsXJPLoSfGeneticsVJ2017VJ]bVJe][[f]ae 6 24

207 OpeningJOneQsJtyesJtoJγosaicismJinJProgressiveJtxternalJOphthalmoplegiaXJNeurology:fGeneticsVJ
2017VJbVJea[a 3.8 1

206 βethalJNeonatalJβTqβJpssociatedJwithJqiallelicJtpRSaJVariantsiJraseJReportJandJReviewJofJtheJ
ReportedJNeuroradiologicalJueaturesXJJIMDfReportsVJ2017VJbbVJe]Weg 1.9 21

205 PatientJcareJstandardsJforJprimaryJmitochondrialJdiseaseiJaJconsensusJstatementJfromJtheJ
γitochondrialJγedicineJSocietyXJGeneticsfinfMedicineVJ2017VJ]hVJ 8.1 113

204 TheJpatternJofJretinalJganglionJcellJdysfunctionJinJβeberJhereditaryJopticJneuropathyXJ
MitochondrionVJ2017VJbeVJ]bgW]ch 4.9 19

203 ResponseJtoJNewmanJetJalXJGeneticsfinfMedicineVJ2017VJ]hVJ 8.1 2

202 ResponseJtoJSimonJetJalXJActafNeuropathologicafCommunicationsVJ2017VJdVJbc 7.3
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201 TheJtffectJofJNeurologicalJvenomicsJandJPersonalizedJγitochondrialJγedicineXJJAMAfNeurologyVJ
2017VJfcVJ]]W]b 17.2 2

200
rlinicalJpatternVJmutationsJandJinJvitroJresidualJactivityJinJbbJpatientsJwithJsevereJdVJ][J
methylenetetrahydrofolateJreductaseJRγTwuRSJdeficiencyXJJournalfoffInheritedfMetabolicfDiseaseVJ
2016VJbhVJ]]dWac

5.4 32

199 rardiacJinvolvementJinJhereditaryJmyopathyJwithJearlyJrespiratoryJfailureiJpJcohortJstudyXJ
NeurologyVJ2016VJgfVJ][b]Wd 6.5 11

198 PhenotypicJconvergenceJofJγenkesJandJWilsonJdiseaseXJNeurology:fGeneticsVJ2016VJaVJe]]h 3.8 14

197 γitochondrialJγatchmakingXJNewfEnglandfJournalfoffMedicineVJ2016VJbfdVJ]ghcW]ghe 59.2 7

196 pJmultipleJsclerosisWlikeJdisorderJinJpatientsJwithJOPp]JmutationsXJAnnalsfoffClinicalfandf
TranslationalfNeurologyVJ2016VJbVJfabWh 5.3 21

195 pJWomanJWithJxntellectualJsisabilityVJpmenorrhoeaVJSeizuresVJandJqalanceJProblemsXJJAMAf
NeurologyVJ2016VJfbVJ]chcW]chd 17.2 1

194 γitochondrialJdiseasesXJNaturefReviewsfDiseasefPrimersVJ2016VJaVJ]e[g[ 51.1 585

193 TheJmitochondrialJproteinJrwrwsaJprimesJtheJdifferentiationJpotentialJofJhumanJinducedJ
pluripotentJstemJcellsJtoJneuroectodermalJlineagesXJJournalfoffCellfBiologyVJ2016VJa]dVJ]gfWa[a 7.3 27

192 RecessiveJγutationsJinJTRγT][rJrauseJsefectsJinJγitochondrialJRNpJProcessingJandJγultipleJ
RespiratoryJrhainJseficienciesXJAmericanfJournalfoffHumanfGeneticsVJ2016VJhgVJhhbW][[[ 11 58

191
RiboflavinWResponsiveJandJWNonWresponsiveJγutationsJinJupsJSynthaseJrauseJγultipleJpcylWropJ
sehydrogenaseJandJrombinedJRespiratoryWrhainJseficiencyXJAmericanfJournalfoffHumanfGeneticsVJ
2016VJhgVJ]]b[W]]cd

11 97

190 qothJmitochondrialJsNpJandJmitonuclearJgeneJmutationsJcauseJhearingJlossJthroughJcochlearJ
dysfunctionXJBrainVJ2016VJ]bhVJebb 11.2 9

189 SomaticJmtsNpJvariationJisJanJimportantJcomponentJofJParkinsonQsJdiseaseXJNeurobiologyfoffAgingVJ
2016VJbgVJa]fXe]Wa]fXee 5.6 43

188 ReplyiJParsingJtheJdifferencesJinJaffectedJwithJβwONiJgeneticJversusJenvironmentalJtriggersJofJ
diseaseJconversionXJBrainVJ2016VJ]bhVJe]g 11.2 10

187 txomeJsequencingJinJdementiaJwithJβewyJbodiesXJTranslationalfPsychiatryVJ2016VJeVJefag 8.6 30

186 γitochondrialJsNpJsequenceJcharacteristicsJmodulateJtheJsizeJofJtheJgeneticJbottleneckXJHumanf
MolecularfGeneticsVJ2016VJadVJ][b]Wc] 5.6 44

185 NovelJmutationJcausesJbothJmotorJneuronopathyJandJdistalJmyopathyXJNeurology:fGeneticsVJ2016VJ
aVJe]][ 3.8 18

184 γSeqsRiJpJrentralizedJznowledgeJRepositoryJandJqioinformaticsJWebJResourceJtoJuacilitateJ
venomicJxnvestigationsJinJγitochondrialJsiseaseXJHumanfMutationVJ2016VJbfVJdc[Wdcg 4.7 34

(2016-2017)
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183 TheJfrequencyJofJtheJmX]dddpmvJRSJvariantJinJUzJpatientsJwithJsuspectedJmitochondrialJdeafnessXJ
HearingufBalancefandfCommunicationVJ2016VJ]cVJ][]W][a 0.7 1

182 womozygousJdeletionJinJγxrU]JpresentingJwithJfatigueJandJlethargyJinJchildhoodXJNeurology:f
GeneticsVJ2016VJaVJedh 3.8 64

181 βaminationJofJtheJOuterJPlexiformJβayerJinJOpticJptrophyJrausedJbyJsominantJWuS]JγutationsXJ
OphthalmologyVJ2016VJ]abVJ]eacWe 7.3 15

180 tmergingJtherapiesJforJmitochondrialJdisordersXJBrainVJ2016VJ]bhVJ]ebbWcg 11.2 42

179 rlinicalVJveneticVJandJRadiologicalJueaturesJofJtxtrapyramidalJγovementJsisordersJinJ
γitochondrialJsiseaseXJJAMAfNeurologyVJ2016VJfbVJeegWfc 17.2 46

178 werpesJsimplexJencephalitisJisJlinkedJwithJselectiveJmitochondrialJdamagejJaJpostWmortemJandJinJ
vitroJstudyXJActafNeuropathologicaVJ2016VJ]baVJcbbWd] 14.3 15

177 xnheritedJmtsNpJvariationsJareJnotJstrongJriskJfactorsJinJhumanJprionJdiseaseXJNeurobiologyfoff
AgingVJ2015VJbeVJah[gXe]Wb 5.6

176 ReplyiJtvaluationJofJexomeJsequencingJvariationJinJundiagnosedJataxiasXJBrainVJ2015VJ]bgVJebgc 11.2 2

175
TRγTdJγutationsJrauseJaJsefectJinJPostWtranscriptionalJγodificationJofJγitochondrialJtRNpJ
pssociatedJwithJγultipleJRespiratoryWrhainJseficienciesXJAmericanfJournalfoffHumanfGeneticsVJ2015VJ
hfVJb]hWag

11 62

174 UseJofJstereotypicalJmutationalJmotifsJtoJdefineJresolutionJlimitsJforJtheJultraWdeepJresequencingJ
ofJmitochondrialJsNpXJEuropeanfJournalfoffHumanfGeneticsVJ2015VJabVJc]bWd 5.3 10

173 VoxelWbasedJanalysisJinJneuroferritinopathyJexpandsJtheJphenotypeJandJdeterminesJradiologicalJ
correlatesJofJdiseaseJseverityXJJournalfoffNeurologyVJ2015VJaeaVJaabaWc[ 5.5 2

172 rlinicalJandJpathologicalJfeaturesJofJmitochondrialJsNpJdeletionJdiseaseJfollowingJantiretroviralJ
treatmentXJJAMAfNeurologyVJ2015VJfaVJe[bWd 17.2 2

171 txtremeWsepthJReWsequencingJofJγitochondrialJsNpJuindsJNoJtvidenceJofJPaternalJTransmissionJinJ
wumansXJPLoSfGeneticsVJ2015VJ]]VJe][[d[c[ 6 50

170 SPvfJmutationsJareJaJcommonJcauseJofJundiagnosedJataxiaXJNeurologyVJ2015VJgcVJ]]fcWe 6.5 72

169 PhenotypicJvariabilityJofJTRPVcJrelatedJneuropathiesXJNeuromuscularfDisordersVJ2015VJadVJd]eWa] 2.9 22

168 γodifyingJmitochondrialJtRNpsiJdeliveringJwhatJtheJcellJneedsXJCellfMetabolismVJ2015VJa]VJbd]Wa 24.6 5

167 rlinicalJheterogeneityJofJprimaryJfamilialJbrainJcalcificationJdueJtoJaJnovelJmutationJinJPsvuqXJ
NeurologyVJ2015VJgcVJ]g]gWa[ 6.5 11

166 γitochondrialJrausesJofJtpilepsyiJtvaluationVJsiagnosisVJandJTreatmentXJSeminarsfinfNeurologyVJ
2015VJbdVJb[[Wh 3.2 8
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165 TheJpXSer][fβeuJinJqxrsaJisJaJmutationJQhotJspotQJcausingJdistalJspinalJmuscularJatrophyXJBrainVJ
2015VJ]bgVJebh] 11.2 12

164 pllogeneicJhaematopoieticJstemJcellJtransplantationJforJmitochondrialJneurogastrointestinalJ
encephalomyopathyXJBrainVJ2015VJ]bgVJagcfWdg 11.2 107

163 SrPaJmutationsJandJneurodegenerationJwithJbrainJironJaccumulationXJNeurologyVJ2015VJgdVJ]h[hW]] 6.5 29

162 RecessiveJγutationsJinJRTNcxP]JrauseJxsolatedJandJSyndromicJOpticJNeuropathiesXJAmericanf
JournalfoffHumanfGeneticsVJ2015VJhfVJfdcWe[ 11 42

161 TheJdynamicsJofJmitochondrialJsNpJheteroplasmyiJimplicationsJforJhumanJhealthJandJdiseaseXJ
NaturefReviewsfGeneticsVJ2015VJ]eVJdb[Wca 30.1 430

160 txomeJsequencingJinJundiagnosedJinheritedJandJsporadicJataxiasXJBrainVJ2015VJ]bgVJafeWgb 11.2 97

159 PrevalenceJofJneurogeneticJdisordersJinJtheJNorthJofJtnglandXJNeurologyVJ2015VJgdVJ]]hdWa[] 6.5 18

158 sisturbedJmitochondrialJdynamicsJandJneurodegenerativeJdisordersXJNaturefReviewsfNeurologyVJ
2015VJ]]VJ]]Wac 15 425

157 γitochondrialJdiseaseJinJadultsiJwhatQsJoldJandJwhatQsJnewnXJEMBOfMolecularfMedicineVJ2015VJfVJ]d[bW]a12 88

156 γitochondrialJpathologyJinJprogressiveJcerebellarJataxiaXJCerebellumfandfAtaxiasVJ2015VJaVJ]e 1.7 31

155 ReducedJcerebrospinalJfluidJmitochondrialJsNpJisJaJbiomarkerJforJearlyWstageJParkinsonQsJdiseaseXJ
AnnalsfoffNeurologyVJ2015VJfgVJ][[[Wc 9.4 67

154 pdultJOnsetJβeighJSyndromeJinJtheJxntensiveJrareJSettingiJpJNovelJPresentationJofJaJr]aorfedJ
RelatedJγitochondrialJsiseaseXJJournalfoffNeuromuscularfDiseasesVJ2015VJaVJc[hWc]h 5 15

153 NuclearWmitochondrialJproteinsiJtooJmuchJtoJprocessnXJBrainVJ2015VJ]bgVJ]cd]Wb 11.2 2

152 γitochondrialJdysfunctionJinJagingiJγuchJprogressJbutJmanyJunresolvedJquestionsXJBiochimicafEtf
BiophysicafActafvfBioenergeticsVJ2015VJ]gcfVJ]bcfWdb 4.6 202

151 PrevalenceJofJnuclearJandJmitochondrialJsNpJmutationsJrelatedJtoJadultJmitochondrialJdiseaseXJ
AnnalsfoffNeurologyVJ2015VJffVJfdbWh 9.4 483

150 urequencyJofJrareJrecessiveJmutationsJinJunexplainedJlateJonsetJcerebellarJataxiaXJJournalfoff
NeurologyVJ2015VJaeaVJ]gaaWf 5.5 18

149 pJUniqueJveneJRegulatoryJNetworkJResetsJtheJwumanJvermlineJtpigenomeJforJsevelopmentXJCellVJ
2015VJ]e]VJ]cdbWef 56.2 417

148 γitochondrialJsNpJmutationsJinJneurodegenerationXJBiochimicafEtfBiophysicafActafvfBioenergeticsVJ
2015VJ]gcfVJ]c[]W]] 4.6 84

(2015-2015)
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147 rlonalJexpansionJofJsecondaryJmitochondrialJsNpJdeletionsJassociatedJwithJspinocerebellarJataxiaJ
typeJagXJJAMAfNeurologyVJ2015VJfaVJ][eW]] 17.2 33

146 ReplyiJQqehrJsyndromeQJwithJOPp]JcompoundJheterozygoteJmutationsXJBrainVJ2015VJ]bgVJebaa 11.2

145 RespiratoryJchainJdeficiencyJinJnonmitochondrialJdiseaseXJNeurology:fGeneticsVJ2015VJ]VJee 3.8 19

144
γitochondrialJsiseaseJSequenceJsataJResourceJRγSeqsRSiJaJglobalJgrassWrootsJconsortiumJtoJ
facilitateJdepositionVJcurationVJannotationVJandJintegratedJanalysisJofJgenomicJdataJforJtheJ
mitochondrialJdiseaseJclinicalJandJresearchJcommunitiesXJMolecularfGeneticsfandfMetabolismVJ2015VJ
]]cVJbggWhe

3.7 56

143 γolecularJpathogenesisJofJpolymeraseJ˛‡WrelatedJneurodegenerationXJAnnalsfoffNeurologyVJ2014VJfeVJeeWg]9.4 61

142 tfficientJmitochondrialJbiogenesisJdrivesJincompleteJpenetranceJinJβeberQsJhereditaryJopticJ
neuropathyXJBrainVJ2014VJ]bfVJbbdWdb 11.2 186

141 γutationsJinJtheJSPvfJgeneJcauseJchronicJprogressiveJexternalJophthalmoplegiaJthroughJ
disorderedJmitochondrialJsNpJmaintenanceXJBrainVJ2014VJ]bfVJ]babWbe 11.2 124

140 TeachingJvideoJneuroimagesiJmuscleJcrampsJandJaJraisedJcreatineJkinaseXJNeurologyVJ2014VJgaVJeaa[W] 6.5

139 SynaptotagminJaJmutationsJcauseJanJautosomalWdominantJformJofJlambertWeatonJmyasthenicJ
syndromeJandJnonprogressiveJmotorJneuropathyXJAmericanfJournalfoffHumanfGeneticsVJ2014VJhdVJbbaWh 11 77

138 ValproicJacidJtriggersJincreasedJmitochondrialJbiogenesisJinJPOβvWdeficientJfibroblastsXJMolecularf
GeneticsfandfMetabolismVJ2014VJ]]aVJdfWeb 3.7 33

137 pJnewJdiseaseJalleleJforJtheJpXrb[[f]RJmutationJinJtitinJcausingJhereditaryJmyopathyJwithJearlyJ
respiratoryJfailureXJNeuromuscularfDisordersVJ2014VJacVJac]Wc 2.9 10

136 qehrQsJSyndromeJisJTypicallyJpssociatedJwithJsisturbedJγitochondrialJTranslationJandJγutationsJinJ
theJveneXJJournalfoffNeuromuscularfDiseasesVJ2014VJ]VJddWeb 5 18

135 xnJvivoJmitochondrialJfunctionJinJwxVWinfectedJpersonsJtreatedJwithJcontemporaryJantiWretroviralJ
therapyiJaJmagneticJresonanceJspectroscopyJstudyXJPLoSfONEVJ2014VJhVJegcefg 3.7 6

134 OriginsJandJfunctionalJconsequencesJofJsomaticJmitochondrialJsNpJmutationsJinJhumanJcancerXJ
ELifeVJ2014VJbVJ 8.9 229

133 pdultWonsetJγendelianJPtOJpssociatedJwithJγitochondrialJsiseaseXJJournalfoffNeuromuscularf
DiseasesVJ2014VJ]VJ]]hW]bb 5 15

132 TwoJrecurrentJmutationsJareJassociatedJwithJvNtJmyopathyJinJtheJNorthJofJqritainXJJournalfoff
NeurologyufNeurosurgeryfandfPsychiatryVJ2014VJgdVJ]bdhWed 5.5 23

131 γutationsJinJvTPqPbJcauseJaJmitochondrialJtranslationJdefectJassociatedJwithJhypertrophicJ
cardiomyopathyVJlacticJacidosisVJandJencephalopathyXJAmericanfJournalfoffHumanfGeneticsVJ2014VJhdVJf[gWa[11 95

130 rharacterizingJmildJcognitiveJimpairmentJinJincidentJParkinsonJdiseaseiJtheJxrxrβtWPsJstudyXJ
NeurologyVJ2014VJgaVJb[gW]e 6.5 288

Patrick Chinnery
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129 TreatmentJstrategiesJforJinheritedJopticJneuropathiesiJpastVJpresentJandJfutureXJEyeVJ2014VJagVJda]Wbf 4.4 98

128 pccurateJmitochondrialJsNpJsequencingJusingJoffWtargetJreadsJprovidesJaJsingleJtestJtoJidentifyJ
pathogenicJpointJmutationsXJGeneticsfinfMedicineVJ2014VJ]eVJheaWf] 8.1 46

127 sefectiveJiepbfJmodificationJofJmitochondrialJandJcytosolicJtRNpsJresultsJfromJpathogenicJ
mutationsJinJTRxT]JandJitsJsubstrateJtRNpXJPLoSfGeneticsVJ2014VJ][VJe][[ccac 6 89

126 TheJchallengesJofJmitochondrialJreplacementXJPLoSfGeneticsVJ2014VJ][VJe][[cb]d 6 49

125 RecentJmitochondrialJsNpJmutationsJincreaseJtheJriskJofJdevelopingJcommonJlateWonsetJhumanJ
diseasesXJPLoSfGeneticsVJ2014VJ][VJe][[cbeh 6 102

124 ReplyiJtarlyWonsetJqehrJsyndromeJdueJtoJcompoundJheterozygousJmutationsJinJOPp]XJBrainVJ2014VJ
]bfVJeb[a 11.2 6

123 PopulationJscreeningJforJvariantJrreutzfeldtWyakobJdiseaseJusingJaJnovelJbloodJtestiJdiagnosticJ
accuracyJandJfeasibilityJstudyXJJAMAfNeurologyVJ2014VJf]VJca]Wg 17.2 43

122 tXOSrgJmutationsJalterJmRNpJmetabolismJandJcauseJhypomyelinationJwithJspinalJmuscularJ
atrophyJandJcerebellarJhypoplasiaXJNaturefCommunicationsVJ2014VJdVJcagf 17.4 80

121 veneticJimpactJonJcognitionJandJbrainJfunctionJinJnewlyJdiagnosedJParkinsonQsJdiseaseiJxrxrβtWPsJ
studyXJBrainVJ2014VJ]bfVJafcbWdg 11.2 109

120 ReplyiJwereditaryJmyopathyJwithJearlyJrespiratoryJfailureJisJcausedJbyJmutationsJinJtheJtitinJuNbJ
]]hJdomainXJBrainVJ2014VJ]bfVJeag[ 11.2 5

119 TitinJfounderJmutationJisJaJcommonJcauseJofJmyofibrillarJmyopathyJwithJearlyJrespiratoryJfailureXJ
JournalfoffNeurologyufNeurosurgeryfandfPsychiatryVJ2014VJgdVJbb]Wg 5.5 58

118
UseJofJwholeWexomeJsequencingJtoJdetermineJtheJgeneticJbasisJofJmultipleJmitochondrialJ
respiratoryJchainJcomplexJdeficienciesXJJAMAfvfJournalfoffthefAmericanfMedicalfAssociationVJ2014VJ
b]aVJegWff

27.4 244

117 wxVJtreatmentJandJassociatedJmitochondrialJpathologyiJreviewJofJadJyearsJofJinJvitroVJanimalVJandJ
humanJstudiesXJToxicologicfPathologyVJ2014VJcaVJg]]Waa 2.1 75

116 ReactiveJoxygenJspeciesJproductionJandJmitochondrialJdysfunctionJinJwhiteJbloodJcellsJareJnotJ
validJbiomarkersJofJageingJinJtheJveryJoldXJPLoSfONEVJ2014VJhVJeh][[d 3.7 11

115 pgeWrelatedJmitochondrialJsNpJdepletionJandJtheJimpactJonJpancreaticJqetaJcellJfunctionXJPLoSf
ONEVJ2014VJhVJe]]dcbb 3.7 33

114 puthorJresponseiJOriginsJandJfunctionalJconsequencesJofJsomaticJmitochondrialJsNpJmutationsJinJ
humanJcancerJ2014VJ 3

113 pdultWonsetJγendelianJPtOJpssociatedJwithJγitochondrialJsiseaseXJJournalfoffNeuromuscularf
DiseasesVJ2014VJ]VJ]]hW]bb 5 8

112 sominantJopticJatrophyiJnovelJOPp]JmutationsJandJrevisedJprevalenceJestimatesXJOphthalmologyVJ
2013VJ]a[VJ]f]aW]f]aXe] 7.3 46

(2013-2014)
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111 wereditaryJmtsNpJheteroplasmyiJaJbaselineJforJagingnXJCellfMetabolismVJ2013VJ]gVJcebWc 24.6 25

110 pJmultiWcenterJcomparisonJofJdiagnosticJmethodsJforJtheJbiochemicalJevaluationJofJsuspectedJ
mitochondrialJdisordersXJMitochondrionVJ2013VJ]bVJbeWcb 4.9 19

109 rlinicalJfeaturesJofJγSJassociatedJwithJβeberJhereditaryJopticJneuropathyJmtsNpJmutationsXJ
NeurologyVJ2013VJg]VJa[fbWg] 6.5 73

108 UniversalJheteroplasmyJofJhumanJmitochondrialJsNpXJHumanfMolecularfGeneticsVJ2013VJaaVJbgcWh[ 5.6 278

107 rlinicalJandJfunctionalJcharacterisationJofJtheJcombinedJrespiratoryJchainJdefectJinJtwoJsistersJdueJ
toJautosomalJrecessiveJmutationsJinJγTuγTXJMitochondrionVJ2013VJ]bVJfcbWg 4.9 22

106 γultisystemJfatalJinfantileJdiseaseJcausedJbyJaJnovelJhomozygousJtpRSaJmutationXJBrainVJ2013VJ
]beVJeaag 11.2 33

105 NewJtreatmentsJforJmitochondrialJdiseaseWnoJtimeJtoJdropJourJstandardsXJNaturefReviewsf
NeurologyVJ2013VJhVJcfcWg] 15 133

104 γitochondrialJgeneticsXJBritishfMedicalfBulletinVJ2013VJ][eVJ]bdWdh 5.4 219

103 roncentricJhypertrophicJremodellingJandJsubendocardialJdysfunctionJinJmitochondrialJsNpJpointJ
mutationJcarriersXJEuropeanfHeartfJournalfCardiovascularfImagingVJ2013VJ]cVJed[Wg 4.1 20

102 TwoWstageJassociationJstudyJandJmetaWanalysisJofJmitochondrialJsNpJvariantsJinJParkinsonJdiseaseXJ
NeurologyVJ2013VJg[VJa[caWg 6.5 94

101 NearWidenticalJsegregationJofJmtsNpJheteroplasmyJinJbloodVJmuscleVJurinaryJepitheliumVJandJhairJ
folliclesJinJtwinsJwithJopticJatrophyVJptosisVJandJintractableJepilepsyXJJAMAfNeurologyVJ2013VJf[VJ]ddaWd 17.2 11

100 plteredJaWthiouridylationJimpairsJmitochondrialJtranslationJinJreversibleJinfantileJrespiratoryJchainJ
deficiencyXJHumanfMolecularfGeneticsVJ2013VJaaVJce[aW]d 5.6 44

99 NoJevidenceJofJanJassociationJbetweenJmitochondrialJsNpJvariantsJandJosteoarthritisJinJfbhbJcasesJ
andJd]aaJcontrolsXJAnnalsfoffthefRheumaticfDiseasesVJ2013VJfaVJ]beWh 2.4 25

98 VariationJinJgermlineJmtsNpJheteroplasmyJisJdeterminedJprenatallyJbutJmodifiedJduringJ
subsequentJtransmissionXJNaturefGeneticsVJ2012VJccVJ]agaWd 36.3 102

97 rardiomyopathyJisJcommonJinJpatientsJwithJtheJmitochondrialJsNpJmXbacbpmvJmutationJandJ
correlatesJwithJmutationJloadXJNeuromuscularfDisordersVJ2012VJaaVJdhaWe 2.9 26

96 tpigeneticsVJepidemiologyJandJmitochondrialJsNpJdiseasesXJInternationalfJournalfoffEpidemiologyVJ
2012VJc]VJ]ffWgf 7.8 124

95 TreatmentJforJmitochondrialJdisordersXJThefCochranefLibraryVJ2012VJrs[[ccae 5.2 175

94 PvsJandJheteroplasmicJmitochondrialJsNpJpointJmutationsiJaJsystematicJreviewJestimatingJtheJ
chanceJofJhealthyJoffspringXJHumanfReproductionfUpdateVJ2012VJ]gVJbc]Wh 15.8 64
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93 pdultWonsetJspinocerebellarJataxiaJsyndromesJdueJtoJγTpTPeJmutationsXJJournalfoffNeurologyuf
NeurosurgeryfandfPsychiatryVJ2012VJgbVJggbWe 5.5 31

92 TitinJmutationJsegregatesJwithJhereditaryJmyopathyJwithJearlyJrespiratoryJfailureXJBrainVJ2012VJ]bdVJ]ehdWf]b11.2 98

91 pdultsJwithJRRγaqWrelatedJmitochondrialJdiseaseJhaveJdistinctJclinicalJandJmolecularJ
characteristicsXJBrainVJ2012VJ]bdVJbbhaWc[b 11.2 59

90 NonWrandomJmtsNpJsegregationJpatternsJindicateJaJmetastableJheteroplasmicJsegregationJunitJinJ
mXbacbpmvJcybridJcellsXJPLoSfONEVJ2012VJfVJeda[g[ 3.7 15

89 βeberJwereditaryJOpticJNeuropathyJWJTherapeuticJrhallengesJandJtarlyJPromiseXJTaiwanfJournalfoff
OphthalmologyVJ2011VJ]VJ]aW]d 1.4 3

88 γitochondrialJagingJisJacceleratedJbyJantiWretroviralJtherapyJthroughJtheJclonalJexpansionJofJ
mtsNpJmutationsXJNaturefGeneticsVJ2011VJcbVJg[eW][ 36.3 160

87
POβvJmutationsJcauseJdecreasedJmitochondrialJsNpJrepopulationJratesJfollowingJinducedJ
depletionJinJhumanJfibroblastsXJBiochimicafEtfBiophysicafActafvfMolecularfBasisfoffDiseaseVJ2011VJ
]g]aVJba]Wd

6.9 27

86 γitochondrialJopticJneuropathiesJWJdiseaseJmechanismsJandJtherapeuticJstrategiesXJProgressfinf
RetinalfandfEyefResearchVJ2011VJb[VJg]W]]c 20.5 392

85 pJrandomizedJplaceboWcontrolledJtrialJofJidebenoneJinJβeberQsJhereditaryJopticJneuropathyXJBrainVJ
2011VJ]bcVJaeffWge 11.2 334

84 NuclearJfactorsJinvolvedJinJmitochondrialJtranslationJcauseJaJsubgroupJofJcombinedJrespiratoryJ
chainJdeficiencyXJBrainVJ2011VJ]bcVJ]gbWhd 11.2 64

83 PronuclearJtransferJinJhumanJembryosJtoJpreventJtransmissionJofJmitochondrialJsNpJdiseaseXJ
NatureVJ2010VJcedVJgaWd 50.4 341

82 sefiningJneurogeneticJphenotypesJRorJhowJtoJcompareJneedlesJinJhaystacksSXJBrainVJ2010VJ]bbVJechWd] 11.2 8

81 OPp]JmutationsJcauseJcytochromeJcJoxidaseJdeficiencyJdueJtoJlossJofJwildWtypeJmtsNpJmoleculesXJ
HumanfMolecularfGeneticsVJ2010VJ]hVJb[cbWda 5.6 83

80 TheJageJofJsingleWgeneJneurologicalJdisordersJisJnotJdeadXJBrainVJ2010VJ]bbVJ]gedWg 11.2 1

79 TheJprevalenceJandJnaturalJhistoryJofJdominantJopticJatrophyJdueJtoJOPp]JmutationsXJ
OphthalmologyVJ2010VJ]]fVJ]dbgWceVJ]dceXe] 7.3 131

78 γultiWsystemJneurologicalJdiseaseJisJcommonJinJpatientsJwithJOPp]JmutationsXJBrainVJ2010VJ]bbVJff]Wge 11.2 314

77
PreviousJestimatesJofJmitochondrialJsNpJmutationJlevelJvarianceJdidJnotJaccountJforJsamplingJ
erroriJcomparingJtheJmtsNpJgeneticJbottleneckJinJmiceJandJhumansXJAmericanfJournalfoffHumanf
GeneticsVJ2010VJgeVJdc[Wd[

11 29

76 uallJinJcirculatingJmononuclearJcellJmitochondrialJsNpJcontentJinJhumanJsepsisXJIntensivefCaref
MedicineVJ2010VJbeVJhdeWea 14.5 51

(2010-2012)
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75 γitochondrialJsNpJhaplogroupsJandJriskJofJtransientJischaemicJattackJandJischaemicJstrokeiJaJ
geneticJassociationJstudyXJLancetfNeurologyufTheVJ2010VJhVJchgWd[b 24.1 74

74 TheJrontributionJofJtheJrerebellumJtoJrognitionJinJSpinocerebellarJptaxiaJTypeJeXJBehaviouralf
NeurologyVJ2010VJabVJbW]d 3 28

73 xnJvitroJsupplementationJwithJdpγPYdvγPJleadsJtoJpartialJrestorationJofJmtsNpJlevelsJinJ
mitochondrialJdepletionJsyndromesXJHumanfMolecularfGeneticsVJ2009VJ]gVJ]dh[Wh 5.6 39

72 γolecularJbasisJofJinfantileJreversibleJcytochromeJcJoxidaseJdeficiencyJmyopathyXJBrainVJ2009VJ]baVJb]edWfc11.2 96

71 QualityJofJlifeJinJpatientsJwithJleberJhereditaryJopticJneuropathyJ2009VJd[VJb]]aWd 71

70 SubtleJneurologicalJandJmetabolicJabnormalitiesJinJanJOpa]JmouseJmodelJofJautosomalJdominantJ
opticJatrophyXJExperimentalfNeurologyVJ2009VJaa[VJc[cWh 5.7 35

69 pJreductionJofJmitochondrialJsNpJmoleculesJduringJembryogenesisJexplainsJtheJrapidJsegregationJ
ofJgenotypesXJNaturefGeneticsVJ2008VJc[VJachWdc 36.3 362

68 ]ddthJtNγrJworkshopiJpolymeraseJgammaJandJdisordersJofJmitochondrialJsNpJsynthesisVJa]WabJ
SeptemberJa[[fVJNaardenVJTheJNetherlandsXJNeuromuscularfDisordersVJ2008VJ]gVJadhWef 2.9 56

67
γutationJofJOPp]JcausesJdominantJopticJatrophyJwithJexternalJophthalmoplegiaVJataxiaVJdeafnessJ
andJmultipleJmitochondrialJsNpJdeletionsiJaJnovelJdisorderJofJmtsNpJmaintenanceXJBrainVJ2008VJ
]b]VJbahWbf

11.2 331

66 xsJthereJalterationJinJaorticJstiffnessJinJβeberJhereditaryJopticJneuropathynXJEuropeanfJournalfoff
OphthalmologyVJ2008VJ]gVJb[hW]a 1.9 5

65 PrevalenceJofJmitochondrialJsNpJdiseaseJinJadultsXJAnnalsfoffNeurologyVJ2008VJebVJbdWh 9.4 474

64 SelectionJagainstJpathogenicJmtsNpJmutationsJinJaJstemJcellJpopulationJleadsJtoJtheJlossJofJtheJ
bacbpWWmvJmutationJinJbloodXJAmericanfJournalfoffHumanfGeneticsVJ2008VJgaVJbbbWcb 11 76

63 PathogenicJmitochondrialJsNpJmutationsJareJcommonJinJtheJgeneralJpopulationXJAmericanfJournalf
offHumanfGeneticsVJ2008VJgbVJadcWe[ 11 431

62 TheJdistributionJofJmitochondrialJsNpJheteroplasmyJdueJtoJrandomJgeneticJdriftXJAmericanfJournalf
offHumanfGeneticsVJ2008VJgbVJdgaWhb 11 58

61 γutationsJinJSUrβpaiJaJtandemJrideJbackJtoJtheJzrebsJcycleXJBrainVJ2007VJ]b[VJe[eWh 11.2 9

60 γitochondrialJsNpJhaplogroupsJandJtypeJaJdiabetesiJaJstudyJofJghfJcasesJandJ][][JcontrolsXJ
JournalfoffMedicalfGeneticsVJ2007VJccVJeg[ 5.8 45

59 pssociatingJmitochondrialJsNpJvariationJwithJcomplexJtraitsXJAmericanfJournalfoffHumanfGeneticsVJ
2007VJg[VJbfgWgajJauthorJreplyJbgaWb 11 16

58 rlinicalJexpressionJofJβeberJhereditaryJopticJneuropathyJisJaffectedJbyJtheJmitochondrialJ
sNpWhaplogroupJbackgroundXJAmericanfJournalfoffHumanfGeneticsVJ2007VJg]VJaagWbb 11 280
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57 sepletionJofJmitochondrialJsNpJinJleucocytesJharbouringJtheJbacbpWmvJmtsNpJmutationXJJournalf
offMedicalfGeneticsVJ2007VJccVJehWfc 5.8 51

56 TheJpowerJtoJdetectJdiseaseJassociationsJwithJmitochondrialJsNpJhaplogroupsXJAmericanfJournalf
offHumanfGeneticsVJ2006VJfgVJf]bWa[ 11 78

55 γitochondrialJdiseaseJinJadultsiJaJscaleJtoJmonitorJprogressionJandJtreatmentXJNeurologyVJ2006VJeeVJ]hbaWc6.5 106

54 γitochondrialJsNpJandJsurvivalJafterJsepsisiJaJprospectiveJstudyXJLancetufTheVJ2005VJbeeVJa]]gWa] 40 139

53 xnfantileJhereditaryJspasticJparaparesisJdueJtoJcodominantJmutationsJinJtheJspastinJgeneXJ
NeurologyVJ2004VJebVJf][Wa 6.5 32

52 NewJapproachesJtoJtheJtreatmentJofJmitochondrialJdisordersXJReproductivefBioMedicinefOnlineVJ
2004VJgVJ]eWab 4 11

51 pbnormalJcardiacJenergeticsJinJpatientsJcarryingJtheJpbacbvJmtsNpJmutationJmeasuredJinJvivoJ
usingJphosphorusJγRJspectroscopyXJBiochimicafEtfBiophysicafActafvfBioenergeticsVJ2004VJ]edfVJ]ceWd[ 4.6 21

50 TheJepidemiologyJofJmitochondrialJdisordersWWpastVJpresentJandJfutureXJBiochimicafEtfBiophysicaf
ActafvfBioenergeticsVJ2004VJ]edhVJ]]dWa[ 4.6 276

49 RiskJofJdevelopingJaJmitochondrialJsNpJdeletionJdisorderXJLancetufTheVJ2004VJbecVJdhaWe 40 161

48 NeuroferritinopathyJinJaJurenchJfamilyJwithJlateJonsetJdominantJdystoniaXJJournalfoffMedicalf
GeneticsVJ2003VJc[VJeeh 5.8 54

47 venotypesJfromJpatientsJindicateJnoJpaternalJmitochondrialJsNpJcontributionXJAnnalsfoffNeurology
VJ2003VJdcVJda]Wc 9.4 69

46
rlinicalJprogressionJofJmitochondrialJmyopathyJisJassociatedJwithJtheJrandomJaccumulationJofJ
cytochromeJcJoxidaseJnegativeJskeletalJmuscleJfibresXJJournalfoffthefNeurologicalfSciencesVJ2003VJ
a]]VJebWe

3.2 16

45 ]]ethJtNγrJinternationalJworkshopiJtheJtreatmentJofJmitochondrialJdisordersVJ]cthW]ethJγarchJ
a[[bVJNaardenVJTheJNetherlandsXJNeuromuscularfDisordersVJ2003VJ]bVJfdfWec 2.9 29

44 TheJepidemiologyJofJβeberJhereditaryJopticJneuropathyJinJtheJNorthJtastJofJtnglandXJAmericanf
JournalfoffHumanfGeneticsVJ2003VJfaVJbbbWh 11 329

43
TheJpedigreeJrateJofJsequenceJdivergenceJinJtheJhumanJmitochondrialJgenomeiJthereJisJaJ
differenceJbetweenJphylogeneticJandJpedigreeJratesXJAmericanfJournalfoffHumanfGeneticsVJ2003VJ
faVJedhWf[

11 185

42 γitochondriaXJJournalfoffNeurologyufNeurosurgeryfandfPsychiatryVJ2003VJfcVJ]]ggWhh 5.5 120

41 γitochondrialJsNpJmutationsJinJhumanJcolonicJcryptJstemJcellsXJJournalfoffClinicalfInvestigationVJ
2003VJ]]aVJ]bd]We[ 15.9 389

40 NormokalemicJperiodicJparalysisJrevisitediJdoesJitJexistnXJAnnalsfoffNeurologyVJ2002VJdaVJad]Wa 9.4 43

(2002-2007)
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39 βateWonsetJaxialJjerkyJdystoniaJdueJtoJtheJsYT]JdeletionXJMovementfDisordersVJ2002VJ]fVJ]heWg 7 18

38 βeberJhereditaryJopticJneuropathyXJJournalfoffMedicalfGeneticsVJ2002VJbhVJ]eaWh 5.8 290

37 ranJmitochondrialJsNpJmutationsJcauseJspermJdysfunctionnXJMolecularfHumanfReproductionVJ2002VJ
gVJf]hWa] 4.4 121

36 pccumulationJofJmitochondrialJsNpJmutationsJinJageingVJcancerVJandJmitochondrialJdiseaseiJisJ
thereJaJcommonJmechanismnXJLancetufTheVJ2002VJbe[VJ]babWd 40 181

35 βeberJhereditaryJopticJneuropathyiJsoesJheteroplasmyJinfluenceJtheJinheritanceJandJexpressionJofJ
theJv]]ffgpJmitochondrialJsNpJmutationnXJAmericanfJournalfoffMedicalfGeneticsfPartfAVJ2001VJhgVJabdWcb 110

34 TheJmitochondrialJNseJgeneJisJaJhotJspotJforJmutationsJthatJcauseJβeberQsJhereditaryJopticJ
neuropathyXJBrainVJ2001VJ]acVJa[hW]g 11.2 153

33 NoJcorrelationJbetweenJmuscleJpbacbvJmutationJloadJandJmitochondrialJfunctionJinJvivoXJ
NeurologyVJ2001VJdeVJ]][]Wc 6.5 22

32 γitochondrialJenteropathyiJtheJprimaryJpathologyJmayJnotJbeJwithinJtheJgastrointestinalJtractXJGut
VJ2001VJcgVJ]a]Wc 19.2 20

31 pnalysisJofJturopeanJmtsNpsJforJrecombinationXJAmericanfJournalfoffHumanfGeneticsVJ2001VJegVJ]cdW]db11 102

30 RandomJgeneticJdriftJdeterminesJtheJlevelJofJmutantJmtsNpJinJhumanJprimaryJoocytesXJAmericanf
JournalfoffHumanfGeneticsVJ2001VJegVJdbbWe 11 121

29 PointJmutationsJofJtheJmtsNpJcontrolJregionJinJnormalJandJneurodegenerativeJhumanJbrainsXJ
AmericanfJournalfoffHumanfGeneticsVJ2001VJegVJdahWba 11 82

28 RandomJintracellularJdriftJexplainsJtheJclonalJexpansionJofJmitochondrialJsNpJmutationsJwithJageXJ
AmericanfJournalfoffHumanfGeneticsVJ2001VJegVJg[aWe 11 251

27 TheJepidemiologyJofJpathogenicJmitochondrialJsNpJmutationsXJAnnalsfoffNeurologyVJ2000VJcgVJ]ggW]hb 9.4 352

26 TheJinheritanceJofJmitochondrialJsNpJheteroplasmyiJrandomJdriftVJselectionJorJbothnXJTrendsfinf
GeneticsVJ2000VJ]eVJd[[Wd 8.5 198

25 γitochondrialJsNpJhaplogroupsJandJsusceptibilityJtoJpsJandJdementiaJwithJβewyJbodiesXJ
NeurologyVJ2000VJddVJb[aWc 6.5 90

24 TheJspectrumJofJhearingJlossJdueJtoJmitochondrialJsNpJdefectsXJBrainVJ2000VJ]abJRJPtJ]SVJgaWha 11.2 108

23 VeryJlowJlevelsJofJtheJmtsNpJpbacbvJmutationJassociatedJwithJmitochondrialJdysfunctionJinJvivoXJ
AnnalsfoffNeurologyVJ2000VJcfVJbg]Wc 9.4 16

22 TheJepidemiologyJofJpathogenicJmitochondrialJsNpJmutationsXJAnnalsfoffNeurologyVJ2000VJcgVJ]ggWhb 9.4 91
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21 tvaluationJofJbupivacaineWinducedJmuscleJregenerationJinJtheJtreatmentJofJptosisJinJpatientsJwithJ
chronicJprogressiveJexternalJophthalmoplegiaJandJzearnsWSayreJsyndromeXJEyeVJ1999VJ]bJRJPtJeSVJfehWfa 4.4 32

20 ReanalysisJandJrevisionJofJtheJrambridgeJreferenceJsequenceJforJhumanJmitochondrialJsNpXJ
NaturefGeneticsVJ1999VJabVJ]cf 36.3 2349

19 NonrandomJtissueJdistributionJofJmutantJmtsNpXJAmericanfJournalfoffMedicalfGeneticsfPartfAVJ1999
VJgdVJchgWd[] 84

18 RelaxedJreplicationJofJmtsNpiJpJmodelJwithJimplicationsJforJtheJexpressionJofJdiseaseXJAmericanf
JournalfoffHumanfGeneticsVJ1999VJecVJ]]dgWed 11 147

17 γitochondrialJsNpJandJdiseaseXJLancetufTheVJ1999VJbdcJSupplJ]VJSx]fWa] 40 97

16 PeptideJnucleicJacidJdeliveryJtoJhumanJmitochondriaXJGenefTherapyVJ1999VJeVJ]h]hWag 4 156

15 rlinicalJmitochondrialJgeneticsXJJournalfoffMedicalfGeneticsVJ1999VJbeVJcadWbe 5.8 40

14 γitochondrialJsNpJanalysisiJpolymorphismsJandJpathogenicityXJJournalfoffMedicalfGeneticsVJ1999VJ
beVJd[dW][ 5.8 23

13 NonrandomJtissueJdistributionJofJmutantJmtsNpJ1999VJgdVJchg 1

12 NonrandomJtissueJdistributionJofJmutantJmtsNpXJAmericanfJournalfoffMedicalfGeneticsfPartfAVJ1999
VJgdVJchgWd[] 27

11 γitochondrialJgenotypeJandJclinicalJphenotypeXJJournalfoffInheritedfMetabolicfDiseaseVJ1998VJa]VJba]Wd 5.4 5

10 γolecularJpathologyJofJγtβpSJandJγtRRuXJTheJrelationshipJbetweenJmutationJloadJandJclinicalJ
phenotypesXJBrainVJ1997VJ]a[JRJPtJ][SVJ]f]bWa] 11.2 251

9 pJnovelJmitochondrialJtRNpJisoleucineJgeneJmutationJcausingJchronicJprogressiveJexternalJ
ophthalmoplegiaXJNeurologyVJ1997VJchVJ]]eeWg 6.5 45

8 RecurrentJstrokesJinJaJbcWyearWoldJmanXJLancetufTheVJ1997VJbd[VJde[ 40 11

7 SelectiveJinhibitionJofJmutantJhumanJmitochondrialJsNpJreplicationJinJvitroJbyJpeptideJnucleicJ
acidsXJNaturefGeneticsVJ1997VJ]dVJa]aWd 36.3 223

6 γammalianJmitochondrialJgeneticsiJheredityVJheteroplasmyJandJdiseaseXJTrendsfinfGeneticsVJ1997VJ
]bVJcd[Wd 8.5 356

5 TreatmentJofJmitochondrialJdiseaseXJJournalfoffBioenergeticsfandfBiomembranesVJ1997VJahVJ]hdWa[d 3.7 47

4 pJnovelJmitochondrialJtRNpJphenylalanineJmutationJpresentingJwithJacuteJrhabdomyolysisXJAnnalsf
offNeurologyVJ1997VJc]VJc[gW][ 9.4 44

(1997-1999)

17



3 γitochondrialJmedicineXJQJMfvfMonthlyfJournalfoffthefAssociationfoffPhysiciansVJ1997VJh[VJedfWef 2.7 49

2 rlinicalJγanagementJofJγitochondrialJsiseasesdhWeg

1 OxfordJNanoporeJsequencingWbasedJprotocolJtoJdetectJrpvJmethylationJinJhumanJmitochondrialJsNp 5
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