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274 RettFsyndromefFrevisedFdiagnosticFcriteriaFandFnomenclatureUFAnnalsdofdNeurologySF2010SFbdSFe]]TaW 9.4 804

273 xeighFsyndromefFclinicalFfeaturesFandFbiochemicalFandFpzmFabnormalitiesUFAnnalsdofdNeurologySF
1996SF[eSF[][TaX 9.4 614

272 yolecularFdiagnosisFofFinfantileFmitochondrialFdiseaseFwithFtargetedFnextTgenerationFsequencingUF
SciencedTranslationaldMedicineSF2012SF]SFXXdraXW 17.5 362

271 yutationsFofFopwxaFcauseFaFsevereFneurodevelopmentalFdisorderFwithFinfantileFspasmsFandFmentalF
retardationUFAmericandJournaldofdHumandGeneticsSF2004SFcaSFXWceTe[ 11 352

270 RettFsyndromeFinFmustraliafFaFreviewFofFtheFepidemiologyUFJournaldofdPediatricsSF2006SFX]dSF[]cTaY 3.6 241

269
yutationFofFtheFmitochondrialFtyrosylTtRzmFsynthetaseFgeneSFYmRSYSFcausesFmyopathySFlacticF
acidosisSFandFsideroblasticFanemiaTTyxmSmFsyndromeUFAmericandJournaldofdHumandGeneticsSF2010SF
dcSFaYTe

11 190

268 yecpYFdeficiencyFisFassociatedFwithFlearningFandFcognitiveFdeficitsFandFalteredFgeneFactivityFinFtheF
hippocampalFregionFofFmiceUFBrainSF2006SFXYeSFddcTed 11.2 172

267 TheFopwxaFdisorderFisFanFindependentFclinicalFentityFassociatedFwithFearlyTonsetFencephalopathyUF
EuropeandJournaldofdHumandGeneticsSF2013SFYXSFYbbTc[ 5.3 161

266
qnvironmentalFenrichmentFamelioratesFaFmotorFcoordinationFdeficitFinFaFmouseFmodelFofFRettF
syndromeTTyecpYFgeneFdosageFeffectsFandFnpzrFexpressionUFEuropeandJournaldofdNeuroscienceSF
2008SFYcSF[[]YTaW

3.5 151

265 yutationFofFoYWorfcFdisruptsFcomplexFuFassemblyFandFcausesFlethalFneonatalFmitochondrialFdiseaseUF
AmericandJournaldofdHumandGeneticsSF2008SFd[SF]bdTcd 11 150

264 qarlyFonsetFseizuresFandFRettTlikeFfeaturesFassociatedFwithFmutationsFinFopwxaUFEuropeandJournaldofd
HumandGeneticsSF2005SFX[SFXXX[TYW 5.3 143

263 RettnmSqfFTheFuRSmFyqoPYFvariationFdatabaseTaFnewFmutationFdatabaseFinFevolutionUFHumand
MutationSF2003SFYXSF]bbTcY 4.7 130

262 yutationsFinFyTryTFunderlieFaFhumanFdisorderFofFformylationFcausingFimpairedFmitochondrialF
translationUFCelldMetabolismSF2011SFX]SF]YdT[] 24.6 123

261 RettFsyndromefFclinicalFreviewFandFgeneticFupdateUFJournaldofdMedicaldGeneticsSF2005SF]YSFXTc 5.8 121

260 suidelinesFforFreportingFclinicalFfeaturesFinFcasesFwithFyqoPYFmutationsUFBraindanddDevelopmentSF
2001SFY[SFYWdTXX 2.2 121

259 qxpandedFnewbornFscreeningfFoutcomeFinFscreenedFandFunscreenedFpatientsFatFageFbFyearsUF
PediatricsSF2009SFXY]SFeY]XTd 7.4 117

258 TreatableFchildhoodFneuronopathyFcausedFbyFmutationsFinFriboflavinFtransporterFRrVTYUFBrainSF
2014SFX[cSF]]Tab 11.2 115

John Christodoulou

2



257 PatientFcareFstandardsFforFprimaryFmitochondrialFdiseasefFaFconsensusFstatementFfromFtheF
yitochondrialFyedicineFSocietyUFGeneticsdindMedicineSF2017SFXeSF 8.1 113

256 unterpretingFmissenseFvariantsfFcomparingFcomputationalFmethodsFinFhumanFdiseaseFgenesF
opwzYmSFyxtXSFyStYSFyqoPYSFandFtyrosinaseFOTYRPUFHumandMutationSF2007SFYdSFbd[Te[ 4.7 111

255 PathophysiologicalFmechanismsFofFdominantFandFrecessiveFsxRmXFmutationsFinFhyperekplexiaUF
JournaldofdNeuroscienceSF2010SF[WSFebXYTYW 6.6 102

254 qarlyFtreatmentFofFyenkesFdiseaseFwithFparenteralFoooperTtistidinefFxongTtermFfollowTupFofFfourF
treatedFpatientsF1998SFcbSFXa]TXb] 101

253 RettFsyndromefFnewFclinicalFandFmolecularFinsightsUFEuropeandJournaldofdHumandGeneticsSF2006SFX]SFdebTeW[5.3 94

252 TheFeffectsFofFlargeFneutralFaminoFacidFsupplementsFinFPwUfFanFyRSFandFneuropsychologicalFstudyUF
MoleculardGeneticsdanddMetabolismSF2007SFeXSF]dTa] 3.7 88

251 pescribingFtheFphenotypeFinFRettFsyndromeFusingFaFpopulationFdatabaseUFArchivesdofdDiseasedind
ChildhoodSF2003SFddSF[dT][ 2.2 88

250 qarlyFcopperThistidineFtreatmentFforFyenkesFdiseaseUFNaturedGeneticsSF1996SFXYSFXXT[ 36.3 88

249 SporadicFandFramilialFoongenitalFoataractsfFyutationalFSpectrumFandFzewFpiagnosesFUsingF
zextTsenerationFSequencingUFHumandMutationSF2016SF[cSF[cXTd] 4.7 87

248 qfficacyFandFsafetyFofFcyclicFpyranopterinFmonophosphateFsubstitutionFinFsevereFmolybdenumF
cofactorFdeficiencyFtypeFmfFaFprospectiveFcohortFstudyUFLancetrdTheSF2015SF[dbSFXeaaTXeb[ 40 86

247 yaternalFriboflavinFdeficiencySFresultingFinFtransientFneonatalTonsetFglutaricFaciduriaFTypeFYSFisF
causedFbyFaFmicrodeletionFinFtheFriboflavinFtransporterFgeneFsPRXcYnUFHumandMutationSF2011SF[YSFqXecbTd]4.7 85

246 PhenylketonuriafFaFreviewFofFcurrentFandFfutureFtreatmentsUFTranslationaldPediatricsSF2015SF]SF[W]TXc 4.2 85

245 qffectsFofFyqoPYFmutationFtypeSFlocationFandFXTinactivationFinFmodulatingFRettFsyndromeF
phenotypeUFAmericandJournaldofdMedicaldGeneticsdPartdASF2003SFXXdmSFXW[TX] 84

244 yutationsFinFxYRy]SFencodingFironTsulfurFclusterFbiogenesisFfactorFuSpXXSFcauseFdeficiencyFofF
multipleFrespiratoryFchainFcomplexesUFHumandMoleculardGeneticsSF2013SFYYSF]]bWTc[ 5.6 81

243 yutationsFinFtheFUQooXTinteractingFproteinSFUQooYSFcauseFhumanFcomplexFuuuFdeficiencyFassociatedF
withFperturbedFcytochromeFbFproteinFexpressionUFPLoSdGeneticsSF2013SFeSFeXWW]W[] 6 79

242 PredictorsFofFseizureFonsetFinFRettFsyndromeUFJournaldofdPediatricsSF2006SFX]eSFa]YTc 3.6 79

241 unheritedFboneFmarrowFfailureFassociatedFwithFgermlineFmutationFofFmopSFtheFgeneFencodingF
telomereFproteinFTPPXUFBloodSF2014SFXY]SFYcbcTc] 2.2 75

240 qarlyFprogressiveFencephalopathyFinFboysFandFyqoPYFmutationsUFNeurologySF2006SFbcSFXb]Tb 6.5 75
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239 PRPSXFmutationsfFfourFdistinctFsyndromesFandFpotentialFtreatmentUFAmericandJournaldofdHumand
GeneticsSF2010SFdbSFaWbTXd 11 74

238
oorrelationFbetweenFclinicalFseverityFinFpatientsFwithFRettFsyndromeFwithFaFpURXbdXForFpUTXadyF
yqoPYFmutationSFandFtheFdirectionFandFdegreeFofFskewingFofFXTchromosomeFinactivationUFJournald
ofdMedicaldGeneticsSF2007SF]]SFX]dTaY

5.8 72

237 pownstreamFtargetsFofFmethylFopsFbindingFproteinFYFandFtheirFabnormalFexpressionFinFtheFfrontalF
cortexFofFtheFhumanFRettFsyndromeFbrainUFBMCdNeuroscienceSF2010SFXXSFa[ 3.2 71

236 mFSxo[emdFvariantFcausesFmanganeseFdeficiencySFandFglycosylationFandFmitochondrialFdisordersUF
JournaldofdInheriteddMetabolicdDiseaseSF2017SF]WSFYbXTYbe 5.4 70

235 oomprehensiveFmutationFanalysisFofFsxpoSFmyTSFandFsoStFinFnonketoticFhyperglycinemiaUFHumand
MutationSF2006SFYcSF[][TaY 4.7 70

234
yutationsFinFSxo[[mXFcauseFaFlethalFautosomalTrecessiveFdisorderFwithFcongenitalFcataractsSF
hearingFlossSFandFlowFserumFcopperFandFceruloplasminUFAmericandJournaldofdHumandGeneticsSF2012SF
eWSFbXTd

11 69

233 yitochondrialFmyopathyFwithFtRzmOxeuOUURPPFmutationFandFcomplexFuFdeficiencyFresponsiveFtoF
riboflavinUFJournaldofdPediatricsSF1997SFX[WSFX[dT]a 3.6 69

232 SeizuresFinFRettFsyndromefFanFoverviewFfromFaFoneTyearFcalendarFstudyUFEuropeandJournaldofd
PaediatricdNeurologySF2007SFXXSF[XWTc 3.8 68

231 PotentialFofFmmVFvectorsFinFtheFtreatmentFofFmetabolicFdiseaseUFGenedTherapySF2008SFXaSFd[XTe 4 67

230 PatientsFwithFtheFRX[[oFmutationfFisFtheirFphenotypeFdifferentFfromFpatientsFwithFRettFsyndromeF
withFotherFmutationskUFJournaldofdMedicaldGeneticsSF2003SF]WSFeaY 5.8 67

229 mustralianFchildrenFlivingFwithFrareFdiseasesfFexperiencesFofFdiagnosisFandFperceivedFconsequencesF
ofFdiagnosticFdelaysUFOrphanetdJournaldofdRaredDiseasesSF2017SFXYSFbd 4.2 66

228 RettnmSqfFRettFsyndromeFdatabaseFupdateUFHumandMutationSF2017SF[dSFeYYTe[X 4.7 65

227 mrtsFsyndromeFisFcausedFbyFlossTofTfunctionFmutationsFinFPRPSXUFAmericandJournaldofdHumand
GeneticsSF2007SFdXSFaWcTXd 11 65

226 RefiningFtheFphenotypeFofFcommonFmutationsFinFRettFsyndromeUFJournaldofdMedicaldGeneticsSF2004SF
]XSFYaT[W 5.8 65

225 qpilepsyFandFmentalFretardationFlimitedFtoFfemalesFwithFPoptXeFmutationsFcanFpresentFdeFnovoForF
inFsingleFgenerationFfamiliesUFJournaldofdMedicaldGeneticsSF2010SF]cSFYXXTb 5.8 64

224
reasibilityFofFUltraTRapidFqxomeFSequencingFinForiticallyFullFunfantsFandFohildrenFWithFSuspectedF
yonogenicFoonditionsFinFtheFmustralianFPublicFtealthFoareFSystemUFJAMAdsdJournaldofdthedAmericand
MedicaldAssociationSF2020SF[Y[SFYaW[TYaXX

27.4 63

223 RettFsyndromefFclinicalFcharacteristicsFandFrecentFgeneticFadvancesUFDisabilitydanddRehabilitationSF
2001SFY[SFedTXWb 2.4 61

222 yqoRFyutationsFoauseFohildhoodTβnsetFpystoniaFandFβpticFmtrophySFaFyitochondrialFrattyFmcidF
SynthesisFpisorderUFAmericandJournaldofdHumandGeneticsSF2016SFeeSFXYYeTXY]] 11 59
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221 niallelicFyutationsFinFyRPS[]FxeadFtoFunstabilityFofFtheFSmallFyitoribosomalFSubunitFandFxeighF
SyndromeUFAmericandJournaldofdHumandGeneticsSF2017SFXWXSFY[eTYa] 11 59

220 TheFcommonFnpzrFpolymorphismFmayFbeFaFmodifierFofFdiseaseFseverityFinFRettFsyndromeUF
NeurologySF2009SFcYSFXY]YTc 6.5 59

219 βrnithineFtranscarbamylaseFdeficiencyFpresentingFwithFstrokelikeFepisodesUFJournaldofdPediatricsSF
1993SFXYYSF]Y[Ta 3.6 59

218 yutationsFinFPusYfFexpandingFtheFphenotypeFofFinheritedFglycosylphosphatidylinositolFdeficienciesUF
HumandMoleculardGeneticsSF2015SFY]SFbX]bTae 5.6 56

217
yitochondrialFpiseaseFSequenceFpataFResourceFOySeqpRPfFaFglobalFgrassTrootsFconsortiumFtoF
facilitateFdepositionSFcurationSFannotationSFandFintegratedFanalysisFofFgenomicFdataFforFtheF
mitochondrialFdiseaseFclinicalFandFresearchFcommunitiesUFMoleculardGeneticsdanddMetabolismSF2015SF
XX]SF[ddTeb

3.7 56

216 SeizureFvariablesFandFtheirFrelationshipFtoFgenotypeFandFfunctionalFabilitiesFinFtheFopwxaFdisorderUF
NeurologySF2016SFdcSFYYWbTYYX[ 6.5 51

215 UpdatingFtheFprofileFofFoTterminalFyqoPYFdeletionsFinFRettFsyndromeUFJournaldofdMedicaldGeneticsSF
2010SF]cSFY]YTd 5.8 51

214 PredictorsFofFscoliosisFinFRettFsyndromeUFJournaldofdChilddNeurologySF2006SFYXSFdWeTX[ 2.5 51

213 mFfounderFmutationFinFPqTXWWFcausesFisolatedFcomplexFuVFdeficiencyFinFxebaneseFindividualsFwithF
xeighFsyndromeUFAmericandJournaldofdHumandGeneticsSF2014SFe]SFYWeTYY 11 49

212 ProlongedFQTFintervalFinFRettFsyndromeUFArchivesdofdDiseasedindChildhoodSF1999SFdWSF]cWTY 2.2 49

211 PathologyFofFhepaticFperoxisomesFandFmitochondriaFinFpatientsFwithFperoxisomalFdisordersUF
VirchowsdArchivdArdPathologicaldAnatomydanddHistopathologySF1990SF]XbSFYaaTb] 49

210 yutationFinFmitochondrialFribosomalFproteinFScFOyRPScPFcausesFcongenitalFsensorineuralFdeafnessSF
progressiveFhepaticFandFrenalFfailureFandFlacticFacidemiaUFHumandMoleculardGeneticsSF2015SFY]SFYYecT[Wc 5.6 48

209 yutationsFinFoYoXSFencodingFcytochromeFcXFsubunitFofFrespiratoryFchainFcomplexFuuuSFcauseF
insulinTresponsiveFhyperglycemiaUFAmericandJournaldofdHumandGeneticsSF2013SFe[SF[d]Te 11 48

208 ThereFisFvariabilityFinFtheFattainmentFofFdevelopmentalFmilestonesFinFtheFopwxaFdisorderUFJournaldofd
NeurodevelopmentaldDisordersSF2015SFcSFY 4.6 47

207 yqoPYFgenomicFstructureFandFfunctionfFinsightsFfromFqzoβpqUFNucleicdAcidsdResearchSF2008SF[bSFbW[aT]c20.1 47

206 slutaricFaciduriaFtypeFufFoutcomeFfollowingFdetectionFbyFnewbornFscreeningUFJournaldofdInheritedd
MetabolicdDiseaseSF2008SF[XSFaW[Tc 5.4 45

205 TheFmolecularFbasisFofFmalonylToomFdecarboxylaseFdeficiencyUFAmericandJournaldofdHumandGeneticsSF
1999SFbaSF[XdTYb 11 45

204 PeroxisomalFassemblyFdefectsfFclinicalSFpathologicSFandFbiochemicalFfindingsFinFtwoFpatientsFinFaF
newlyFidentifiedFcomplementationFgroupUFJournaldofdPediatricsSF1995SFXYcSFaebTe 3.6 45
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203 yitochondrialFdysfunctionFinFtheFskeletalFmuscleFofFaFmouseFmodelFofFRettFsyndromeFORTTPfF
implicationsFforFtheFdiseaseFphenotypeUFMitochondrionSF2014SFXaSFXWTc 4.9 44

202 yutationFscreeningFofFtheFmitochondrialFgenomeFusingFdenaturingFhighTperformanceFliquidF
chromatographyUFMoleculardGeneticsdanddMetabolismSF2005SFd]SFbXTc] 3.7 44

201 TheFseneticFxandscapeFandFqpidemiologyFofFPhenylketonuriaUFAmericandJournaldofdHumandGeneticsSF
2020SFXWcSFY[]TYaW 11 44

200 RettFSyndromefFmFseneticFUpdateFandFolinicalFReviewFrocusingFonFoomorbiditiesUFACSdChemicald
NeuroscienceSF2018SFeSFXbcTXcb 5.7 44

199 PhenotypicFvariabilityFandFidentificationFofFnovelFYmRSYFmutationsFinFYmRSYFmitochondrialF
myopathySFlacticFacidosisFandFsideroblasticFanaemiaUFOrphanetdJournaldofdRaredDiseasesSF2013SFdSFXe[ 4.2 43

198 PatientFwithFaFYYqXXUYFdeletionFwithFnoFoverlapFofFtheFminimalFpiseorgeFsyndromeFcriticalFregionF
OypsoRPF1999SFdbSFYcT[[ 43

197 pisordersFofFriboflavinFmetabolismUFJournaldofdInheriteddMetabolicdDiseaseSF2019SF]YSFbWdTbXe 5.4 42

196 UpdateFonFtranscobalaminFdeficiencyfFclinicalFpresentationSFtreatmentFandFoutcomeUFJournaldofd
InheriteddMetabolicdDiseaseSF2014SF[cSF]bXTc[ 5.4 42

195 qnlargedFtemporalFlobesFinFTurnerFsyndromefFanFXTchromosomeFeffectkUFCerebraldCortexSF2004SFX]SFXabTb]5.1 42

194
mcylcarnitineFprofilesFinFfibroblastsFfromFpatientsFwithFrespiratoryFchainFdefectsFcanFresembleFthoseF
fromFpatientsFwithFmitochondrialFfattyFacidFbetaToxidationFdisordersUFMetabolism:dClinicaldandd
ExperimentalSF2002SFaXSF[bbTcX

12.7 41

193 RettFsyndromefFrandomizedFcontrolledFtrialFofFxTcarnitineUFJournaldofdChilddNeurologySF1999SFX]SFXbYTc 2.5 41

192 SolidForganFtransplantationFinFprimaryFmitochondrialFdiseasefFProceedFwithFcautionUFMoleculard
GeneticsdanddMetabolismSF2016SFXXdSFXcdTXd] 3.7 40

191 TheFzaturalFtistoryFofFScoliosisFinFremalesFWithFRettFSyndromeUFSpineSF2016SF]XSFdabTb[ 3.3 40

190 pelineationFofFlargeFdeletionsFofFtheFyqoPYFgeneFinFRettFsyndromeFpatientsSFincludingFaFfamilialF
caseFwithFaFmaleFprobandUFEuropeandJournaldofdHumandGeneticsSF2007SFXaSFXYXdTYe 5.3 40

189 zeurodevelopmentalFβutcomeFandFTreatmentFqfficacyFofFnenzoateFandFpextromethorphanFinF
SiblingsFwithFmttenuatedFzonketoticFtyperglycinemiaUFJournaldofdPediatricsSF2016SFXcWSFY[]Te 3.6 39

188 piagnosticFyieldFofFtargetedFmassivelyFparallelFsequencingFinFchildrenFwithFepilepticF
encephalopathyUFSeizure:dthedJournaldofdthedBritishdEpilepsydAssociationSF2018SFaeSFX[YTX]W 3.2 39

187 mustralianFsenomicsfFmFrederatedFyodelFforFuntegratingFsenomicsFintoFtealthcareUFAmericand
JournaldofdHumandGeneticsSF2019SFXWaSFcTX] 11 39

186 mFnovelFtranscriptFofFcyclinTdependentFkinaseTlikeFaFOopwxaPFhasFanFalternativeFoTterminusFandFisF
theFpredominantFtranscriptFinFbrainUFHumandGeneticsSF2012SFX[XSFXdcTYWW 6.3 38
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185 mFpopulationTbasedFapproachFtoFtheFinvestigationFofFosteopeniaFinFRettFsyndromeUFDevelopmentald
MedicinedanddChilddNeurologySF1999SF]XSF[Y[Td 3.3 38

184 xmRSYFVariantsFmssociatedFwithFtydropsSFxacticFmcidosisSFSideroblasticFmnemiaSFandFyultisystemF
railureUFJIMDdReportsSF2016SFYdSF]eTac 1.9 37

183 zTzsXFmutationsFareFaFrareFcauseFofFRettFsyndromeUFAmericandJournaldofdMedicaldGeneticsrdPartdASF
2006SFX]WSFbeXT] 2.5 37

182 TransientFmultipleFacylToomFdehydrogenationFdeficiencyFinFaFnewbornFfemaleFcausedFbyFmaternalF
riboflavinFdeficiencyUFMoleculardGeneticsdanddMetabolismSF2007SFeYSFXWeTX] 3.7 37

181 runctionalFabilitiesFinFchildrenFandFadultsFwithFtheFopwxaFdisorderUFAmericandJournaldofdMedicald
GeneticsrdPartdASF2016SFXcWSFYdbWTYdbe 2.5 36

180 ProgressiveFdeafnessTdystoniaFdueFtoFSqRmoXFmutationsfFmFstudyFofFbcFcasesUFAnnalsdofdNeurologySF
2017SFdYSFXWW]TXWXa 9.4 36

179 zewFpswFgeneFmutationsFinFtheFhepatocerebralFformFofFmitochondrialFpzmFdepletionFsyndromeUF
ArchivesdofdNeurologySF2005SFbYSFc]aTc 36

178 mllogeneicFboneFmarrowFtransplantationfFcureFforFfamilialFyediterraneanFfeverUFBloodSF2002SFXWWSFcc]Tc 2.2 36

177 yeoPYFdeficiencyFisFassociatedFwithFreducedFlevelsFofFtubulinFacetylationFandFcanFbeFrestoredFusingF
tpmobFinhibitorsUFJournaldofdMoleculardMedicineSF2015SFe[SFb[TcY 5.5 35

176 pistinctFexpressionFprofilesFofFyecpYFtranscriptsFwithFdifferentFlengthsFofF[NUTRFinFtheFbrainFandF
visceralForgansFduringFmouseFdevelopmentUFGenomicsSF2005SFdaSF]]XTaY 4.3 33

175 SleepFdysfunctionFinFRettFsyndromefFlackFofFageFrelatedFdecreaseFinFsleepFdurationUFBraindandd
DevelopmentSF2001SFY[FSupplFXSFSXWXT[ 2.2 33

174 yediumTtermFopenFlabelFtrialFofFxTcarnitineFinFRettFsyndromeUFBraindanddDevelopmentSF2001SFY[F
SupplFXSFSdaTe 2.2 31

173 zmpOPPtXFdehydrataseFOzmXpPFdeficiencyfFaFnovelFneurodegenerativeFdisorderFexacerbatedFbyF
febrileFillnessesUFBrainSF2019SFX]YSFaWTad 11.2 31

172 unterRettFandFRettnmSqfFunternationalFRettFSyndromeFmssociationFdatabasesFforFRettFsyndromeUF
JournaldofdChilddNeurologySF2003SFXdSFcWeTX[ 2.5 30

171 XFchromosomeFinactivationFpatternsFinFbrainFinFRettFsyndromefFimplicationsFforFtheFdiseaseF
phenotypeUFBraindanddDevelopmentSF2005SFYcSFYbbTcW 2.2 30

170 senotypeFandFearlyFdevelopmentFinFRettFsyndromefFtheFvalueFofFinternationalFdataUFBraindandd
DevelopmentSF2005SFYcFSupplFXSFSaeTSbd 2.2 30

169 X]qXYFmicrodeletionsFexcludingFrβXsXFgiveFriseFtoFaFcongenitalFvariantFRettFsyndromeTlikeF
phenotypeUFEuropeandJournaldofdHumandGeneticsSF2013SFYXSFaYYTc 5.3 29

168 oyclinTdependentFkinaseTlikeFaFOopwxaPFmutationFscreeningFinFRettFsyndromeFandFrelatedFdisordersUF
TwindResearchdanddHumandGeneticsSF2010SFX[SFXbdTcd 2.2 29

(2010-1999)
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167 unheritedFsurfactantFdeficiencyFcausedFbyFuniparentalFdisomyFofFrareFmutationsFinFtheFsurfactantF
proteinTnFandFmTPFbindingFcassetteSFsubfamilyFaSFmemberF[FgenesUFJournaldofdPediatricsSF2009SFXaaSFda]TdaeUeX3.6 29

166 TetrahydrobiopterinTresponsiveFphenylketonuriafFtheFzewFSouthFWalesFexperienceUFMoleculard
GeneticsdanddMetabolismSF2005SFdbFSupplFXSFSdXTa 3.7 28

165 pURYcWXFyqoPYFmutationFandFmortalityFinFRettFsyndromeUFEuropeandJournaldofdHumandGeneticsSF
2005SFX[SFXY[aTd 5.3 28

164 rlowFcytometryFinFtheFstudyFofFmitochondrialFrespiratoryFchainFdisordersUFMitochondrionSF2002SFXSF][cT]a4.9 28

163 yalonicFaciduriaUFBraindanddDevelopmentSF1994SFXbFSupplSFcTXX 2.2 28

162 piagnosisFofFNpossibleNFmitochondrialFdiseasefFanFexistentialFcrisisUFJournaldofdMedicaldGeneticsSF2019SF
abSFXY[TX[W 5.8 27

161 yolecularFandFbiochemicalFcharacterizationFofFaFuniqueFmutationFinFooSSFtheFhumanFcopperF
chaperoneFtoFsuperoxideFdismutaseUFHumandMutationSF2012SF[[SFXYWcTXa 4.7 27

160 TheFPRPPFsynthetaseFspectrumfFwhatFdoesFitFdemonstrateFaboutFnucleotideFsyndromeskUF
NucleosidesrdNucleotidesdanddNucleicdAcidsSF2011SF[WSFXXYeT[e 1.4 27

159 yqoPYFandFbeyondfFphenotypeTgenotypeFcorrelationsFinFRettFsyndromeUFJournaldofdChilddNeurologySF
2003SFXdSFbbeTc] 2.5 27

158 mFnovelFsystemFforFassigningFtheFmodeFofFinheritanceFinFmitochondrialFdisordersFusingFcybridsFandF
rhodamineFbsUFHumandMoleculardGeneticsSF1999SFdSFXbeXTc 5.6 27

157 mtypicalFpyroglutamicFaciduriafFpossibleFroleFofFparacetamolUFJournaldofdInheriteddMetabolicdDiseaseSF
1990SFX[SFcaaTb 5.4 27

156 yitochondrialFrespiratoryFchainFdisordersFinFchildhoodfFinsightsFintoFdiagnosisFandFmanagementFinF
theFnewFeraFofFgenomicFmedicineUFBiochimicadEtdBiophysicadActadsdGeneraldSubjectsSF2014SFXd]WSFX[bdTce 4 26

155 ooexistentFyqrVFandFoumSXFmutationsFmanifestingFasFfamilialFyediterraneanFfeverFplusFdeafnessUF
AnnalsdofdthedRheumaticdDiseasesSF2007SFbbSFXa]X 2.4 25

154 SurfactantFproteinFnFdeficiencyfFclinicalSFhistologicalFandFmolecularFevaluationUFJournaldofd
PaediatricsdanddChilddHealthSF1999SF[aSFYX]TYW 1.3 25

153 olinicalFapproachFtoFinbornFerrorsFofFmetabolismFpresentingFinFtheFnewbornFperiodUFJournaldofd
PaediatricsdanddChilddHealthSF2002SF[dSFaXXTc 1.3 24

152 niparentalFinheritanceFofFmitochondrialFpzmFinFhumansFisFnotFaFcommonFphenomenonUFGeneticsdind
MedicineSF2019SFYXSFYdY[TYdYb 8.1 23

151 mlleviatingFtranscriptionalFinhibitionFofFtheFnorepinephrineFslcbaYFtransporterFgeneFinFdepolarizedF
neuronsUFJournaldofdNeuroscienceSF2010SF[WSFX]e]TaWX 6.6 23

150 mutomatedFanalysisFofFmitochondrialFenzymesFinFculturedFskinFfibroblastsUFAnalyticaldBiochemistrySF
1998SFYaeSFXcbTdW 3.1 23
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149 xostFinFtranslationfFtranslationalFinterferenceFfromFaFrecurrentFmutationFinFexonFXFofFyqoPYUF
JournaldofdMedicaldGeneticsSF2006SF][SF]cWTc 5.8 23

148 TheFdiagnosticFutilityFofFgenomeFsequencingFinFaFpediatricFcohortFwithFsuspectedFmitochondrialF
diseaseUFGeneticsdindMedicineSF2020SFYYSFXYa]TXYbX 8.1 22

147 TrimethylaminuriafFanFunderTrecognisedFandFsociallyFdebilitatingFmetabolicFdisorderUFJournaldofd
PaediatricsdanddChilddHealthSF2012SF]dSFqXa[Ta 1.3 22

146 PhosphoribosylpyrophosphateFsynthetaseFsuperactivityFandFrecurrentFinfectionsFisFcausedFbyFaF
pUValX]YxeuFmutationFinFPRSTuUFAmericandJournaldofdMedicaldGeneticsrdPartdASF2012SFXadmSF]aaTbW 2.5 22

145 tearingFlossFandFPRPSXFmutationsfFWideFspectrumFofFphenotypesFandFpotentialFtherapyUF
InternationaldJournaldofdAudiologySF2013SFaYSFY[Td 2.6 22

144 RettFsyndromefFclinicalFupdateFandFreviewFofFrecentFgeneticFadvancesUFJournaldofdPaediatricsdandd
ChilddHealthSF1999SF[aSF]XeTYb 1.3 22

143 mtypicalFnonketoticFhyperglycinemiaFconfirmedFbyFassayFofFtheFglycineFcleavageFsystemFinF
lymphoblastsUFJournaldofdPediatricsSF1993SFXY[SFXWWTY 3.6 22

142 oarnitineFpalmitoyltransferaseFuuFdeficiencyfFaFnewFcauseFofFrecurrentFpancreatitisUFJournaldofd
PediatricsSF1994SFXY]SFe[dT]W 3.6 22

141 niallelicFvariantsFinFandFcauseFdeafnessFandFOovarioPleukodystrophyUFNeurologySF2019SFeYSFeXYYaTeXY[c 6.5 21

140 WholeTexomeFsequencingFidentifiesFnovelFvariantsFinFPzPTXFcausingFoxidativeFphosphorylationF
defectsFandFsevereFmultisystemFdiseaseUFEuropeandJournaldofdHumandGeneticsSF2016SFYaSFceTd] 5.3 21

139
oongenitalFdisorderFofFglycosylationFtypeFuafFheterogeneityFinFtheFclinicalFpresentationFfromF
multivisceralFfailureFtoFhyperinsulinaemicFhypoglycaemiaFasFleadingFsymptomsFinFthreeFinfantsFwithF
phosphomannomutaseFdeficiencyUFJournaldofdInheriteddMetabolicdDiseaseSF2009SF[YFSupplFXSFSY]XTaX

5.4 21

138 rirstFprenatalFdiagnosisFofFtheFcarnitineFtransporterFdefectUFAmericandJournaldofdMedicaldGeneticsd
PartdASF1996SFbbSFYXT] 21

137 yutationsFinFRmRSFcauseFaFhypomyelinationFdisorderFakinFtoFPelizaeusTyerzbacherFdiseaseUF
EuropeandJournaldofdHumandGeneticsSF2017SFYaSFXX[]TXX]X 5.3 20

136 TranscriptionFfactorF]FandFmyocyteFenhancerFfactorFYoFmutationsFareFnotFcommonFcausesFofFRettF
syndromeUFAmericandJournaldofdMedicaldGeneticsrdPartdASF2012SFXadmSFcX[Te 2.5 20

135
mnFimprovedFultraFperformanceFliquidFchromatographyTtandemFmassFspectrometryFmethodFforFtheF
determinationFofFalloisoleucineFandFbranchedFchainFaminoFacidsFinFdriedFbloodFsamplesUFAnnalsdofd
ClinicaldBiochemistrySF2011SF]dSF]bdTcW

2.2 20

134 βriginFofFtheFprevalentFSrTPnFindelFgUXa]eoFjFsmmFOXYXinsYPFmutationFcausingFsurfactantFproteinFnF
OSPTnPFdeficiencyUFAmericandJournaldofdMedicaldGeneticsrdPartdASF2006SFX]WSFbYTe 2.5 20

133 QuantitativeFfibroblastFacylcarnitineFprofilesFinFmitochondrialFfattyFacidFbetaToxidationFdefectsfF
phenotypeVmetaboliteFcorrelationsUFMoleculardGeneticsdanddMetabolismSF2002SFcbSF[YcT[] 3.7 20

132 qxperienceFofFgastrostomyFusingFaFqualityFcareFframeworkfFtheFexampleFofFrettFsyndromeUFMedicined
mUniteddStatesnSF2014SFe[SFe[Yd 1.8 19

(2014-2006)
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131 oosteffFopticFatrophyFsyndromefFnewFclinicalFcaseFandFnovelFmolecularFfindingsUFJournaldofdInheritedd
MetabolicdDiseaseSF2008SF[XFSupplFYSFS]XeTY[ 5.4 19

130 mutopsyFfindingsFinFtwoFsiblingsFwithFinfantileFRefsumFdiseaseUFActadNeuropathologicaSF1992SFd[SFXeWTa 14.3 19

129 peficienciesFinFvesicularFtransportFmediatedFbyFTRmPPo]FareFassociatedFwithFsevereFsyndromicF
intellectualFdisabilityUFBrainSF2020SFX][SFXXYTX[W 11.2 19

128 SurgicalFfusionFofFearlyFonsetFsevereFscoliosisFincreasesFsurvivalFinFRettFsyndromefFaFcohortFstudyUF
DevelopmentaldMedicinedanddChilddNeurologySF2016SFadSFb[YTd 3.3 19

127 mFnovelFmutationFinFzpUrnXXFunveilsFaFnewFclinicalFphenotypeFassociatedFwithFlacticFacidosisFandF
sideroblasticFanemiaUFClinicaldGeneticsSF2017SFeXSF]]XT]]c 4 18

126 mffectiveFdysfunctionFinFaFmouseFmodelFofFRettFsyndromefFTherapeuticFeffectsFofFenvironmentalF
stimulationFandFphysicalFactivityUFDevelopmentaldNeurobiologySF2016SFcbSFYWeTY] 3.2 18

125 untragenicFcomplementationFatFtheFhumanFargininosuccinateFlyaseFlocusUFudentificationFofFtheFmajorF
complementingFallelesUFJournaldofdBiologicaldChemistrySF1997SFYcYSFbcccTd[ 5.4 18

124 PerimortemFlaboratoryFinvestigationFofFgeneticFmetabolicFdisordersUFSeminarsdindFetaldanddNeonatald
MedicineSF2004SFeSFYcaTdW 18

123 yetacarpophalangealFpatternFprofileFandFboneFageFinFRettFsyndromefFfurtherFradiologicalFcluesFtoF
theFdiagnosisUFAmericandJournaldofdMedicaldGeneticsdPartdASF1999SFd[SFddTea 18

122 RespiratoryFchainFcomplexFuuuF[correctionFofFcomplex]FinFdeficiencyFwithFpruritusfFaFnovelFvitaminF
responsiveFclinicalFfeatureUFJournaldofdPediatricsSF1999SFX[]SF[aYT] 3.6 18

121 yetabolicFstrokeFinFmethylmalonicFacidemiaUFJournaldofdPediatricsSF1989SFXXaSF]eeTaWW 3.6 18

120
unFvitroFreadTthroughFofFphenylalanineFhydroxylaseFOPmtPFnonsenseFmutationsFusingF
aminoglycosidesfFaFpotentialFtherapyFforFphenylketonuriaUFJournaldofdInheriteddMetabolicdDiseaseSF
2013SF[bSFeaaTe

5.4 17

119 peFnovoFmissenseFvariantsFinFRmo[FcauseFaFnovelFneurodevelopmentalFsyndromeUFGeneticsdind
MedicineSF2019SFYXSFXWYXTXWYb 8.1 17

118 RecessiveFmutationsFinFmTPdmYFcauseFsevereFhypotoniaSFcognitiveFimpairmentSFhyperkineticF
movementFdisordersFandFprogressiveFopticFatrophyUFOrphanetdJournaldofdRaredDiseasesSF2018SFX[SFdb 4.2 16

117
ReducedFproportionFofFPurkinjeFcellsFexpressingFpaternallyFderivedFmutantFyecpY[WdFalleleFinF
femaleFmouseFcerebellumFisFnotFdueFtoFaFskewedFprimaryFpatternFofFXTchromosomeFinactivationUF
HumandMoleculardGeneticsSF2005SFX]SFXdaXTbX

5.6 16

116 SqualeneFSynthaseFpeficiencyfFolinicalSFniochemicalSFandFyolecularFoharacterizationFofFaFpefectFinF
oholesterolFniosynthesisUFAmericandJournaldofdHumandGeneticsSF2018SFXW[SFXYaTX[W 11 15

115 yitochondrialFrespiratoryFchainFhepatopathiesfFroleFofFliverFtransplantationUFmFcaseFseriesFofFfiveF
patientsUFJIMDdReportsSF2012SF]SFaTXX 1.9 15

114 HReducingFbodyHTlikeFinclusionsFinFskeletalFmuscleFinFchildhoodTonsetFacidFmaltaseFdeficiencyUFActad
NeuropathologicaSF1992SFdaSFXXXTa 14.3 15
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113 ratalFperinatalFmitochondrialFcardiacFfailureFcausedFbyFrecurrentFduplicationsFinFtheFlocusUFMedSF
2021SFYSF]eTc[ 31.7 15

112 TheFpersonalFutilityFandFuptakeFofFgenomicFsequencingFinFpediatricFandFadultFconditionsfFelicitingF
societalFpreferencesFwithFthreeFdiscreteFchoiceFexperimentsUFGeneticsdindMedicineSF2020SFYYSFX[XXTX[Xe 8.1 14

111 TheFphenotypicFspectrumFofFgermlineFvariantsfFfromFisolatedFsideroblasticFanemiaFtoFmitochondrialF
myopathySFlacticFacidosisFandFsideroblasticFanemiaFYUFHaematologicaSF2018SFXW[SFYWWdTYWXa 6.6 14

110 βPm[FmutationFscreeningFinFpatientsFwithFunexplainedF[TmethylglutaconicFaciduriaUFJournaldofd
InheriteddMetabolicdDiseaseSF2005SFYdSFaYaT[Y 5.4 14

109 RettFsyndromefFsignificantFclinicalFoverlapFwithFmngelmanFsyndromeFbutFnotFwithFmethylationF
statusUFJournaldofdChilddNeurologySF1998SFX[SF]]dTaX 2.5 14

108 PhenylketonuriafFtranslatingFresearchFintoFnovelFtherapiesUFTranslationaldPediatricsSF2014SF[SF]eTbY 4.2 14

107 niTallelicFVariationsFofFSyβFinFtumansFoauseFaFnroadFSpectrumFofFpevelopmentalFmnomaliesFpueF
toFmbnormalFtedgehogFSignalingUFAmericandJournaldofdHumandGeneticsSF2020SFXWbSFcceTceY 11 14

106 UtilityFofFnextTgenerationFsequencingFtechnologiesFforFtheFefficientFgeneticFresolutionFofF
haematologicalFdisordersUFClinicaldGeneticsSF2016SFdeSFXb[TcY 4 13

105 zeonatalFonsetFofFmediumTchainFacylTcoenzymeFmFdehydrogenaseFdeficiencyFwithFconfusingF
biochemicalFfeaturesUFJournaldofdPediatricsSF1995SFXYbSFbaTd 3.6 13

104 RingFchromosomeFYYFkaryotypeFinFaFpatientFwithFβpitzFOnnnsPFsyndromeUFAmericandJournaldofd
MedicaldGeneticsdPartdASF1990SF[cSF]YYT] 13

103 oompoundFheterozygousFmutationsFinFglycylTtRzmFsynthetaseFOsmRSPFcauseFmitochondrialF
respiratoryFchainFdysfunctionUFPLoSdONESF2017SFXYSFeWXcdXYa 3.7 13

102 niochemicalFsignaturesFmimickingFmultipleFcarboxylaseFdeficiencyFinFchildrenFwithFmutationsFinF
yTTmTPbUFMitochondrionSF2019SF]]SFadTb] 4.9 13

101 niTallelicFmpmRnXFVariantsFmssociatedFwithFyicrocephalySFuntellectualFpisabilitySFandFSeizuresUF
AmericandJournaldofdHumandGeneticsSF2020SFXWbSF]bcT]d[ 11 12

100
qarlyFdiagnosisFofFPearsonFsyndromeFinFneonatalFintensiveFcareFfollowingFrapidFmitochondrialF
genomeFsequencingFinFtandemFwithFexomeFsequencingUFEuropeandJournaldofdHumandGeneticsSF2019SF
YcSFXdYXTXdYb

5.3 12

99 mctivatingFvariantsFinFPpsrRnFresultFinFaFspectrumFofFdisordersFresponsiveFtoFimatinibF
monotherapyUFAmericandJournaldofdMedicaldGeneticsrdPartdASF2020SFXdYSFXacbTXaeX 2.5 11

98 tomozygousFspliceTvariantsFinFhumanFmRVXFcauseFsPuTanchorFsynthesisFdeficiencyUFMoleculard
GeneticsdanddMetabolismSF2020SFX[WSF]eTac 3.7 11

97 zeurophysiologicalFprofileFofFperipheralFneuropathyFassociatedFwithFchildhoodFmitochondrialF
diseaseUFMitochondrionSF2016SF[WSFXbYTc 4.9 11

96 qxtensiveFVariationFinFtheFyutationFRateFnetweenFandFWithinFtumanFsenesFmssociatedFwithF
yendelianFpiseaseUFHumandMutationSF2016SF[cSF]ddTe] 4.7 11

(2016-2021)
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95
senomeTwideFlinkageFofFobstructiveFsleepFapnoeaFandFhighTdensityFlipoproteinFcholesterolFinFaF
rilipinoFfamilyfFbivariateFlinkageFanalysisFofFobstructiveFsleepFapnoeaUFJournaldofdSleepdResearchSF
2010SFXeSF[]eTac

5.8 11

94 oombinedFenzymeFreplacementFandFhaematopoieticFstemFcellFtransplantationFinFturlerFsyndromeUF
JournaldofdPaediatricsdanddChilddHealthSF2009SF]aSF]beTcY 1.3 11

93 TheFassociationFofFproteinTlosingFenteropathyFwithFcobalaminFoFdefectUFJournaldofdInheritedd
MetabolicdDiseaseSF1998SFYXSFXcTYY 5.4 11

92 orypticFintronicFznmSFvariantFrevealsFtheFgeneticFbasisFofFrecurrentFliverFfailureFinFaFchildUFMoleculard
GeneticsdanddMetabolismSF2019SFXYbSFccTdY 3.7 11

91 qxpansionFofFtheFphenotypicFspectrumFofFdeFnovoFmissenseFvariantsFinFkinesinFfamilyFmemberFXmF
OwurXmPUFHumandMutationSF2020SF]XSFXcbXTXcc] 4.7 10

90 TheFUtilityFofFzextTsenerationFSequencingFinFseneFpiscoveryFforFyutationTzegativeFPatientsFwithF
RettFSyndromeUFFrontiersdindCellulardNeuroscienceSF2015SFeSFYbb 6.1 10

89 TheFyolecularFnasesFofFPhenylketonuriaFOPwUPFinFzewFSouthFWalesSFmustraliafFyutationFProfileFandF
oorrelationFwithFTetrahydrobiopterinFOnt]PFResponsivenessUFJIMDdReportsSF2014SFX]SFaaTba 1.9 10

88 yitochondrialFelectronFtransportFchainFdefectFpresentingFasFhypoglycemiaUFJournaldofdPediatricsSF
1997SFX[WSF][XTb 3.6 10

87
PredominantFandFnovelFdeFnovoFvariantsFinFYeFindividualsFwithFmxsX[FdeficiencyfFolinicalF
descriptionSFbiomarkerFstatusSFbiochemicalFanalysisSFandFtreatmentFsuggestionsUFJournaldofdInheritedd
MetabolicdDiseaseSF2020SF][SFX[[[TX[]d

5.4 10

86 olinicalFSpectrumFandFrunctionalFoonsequencesFmssociatedFwithFniTmllelicFPathogenicFVariantsUF
JournaldofdClinicaldMedicineSF2019SFdSF 5.1 10

85 xeighFsyndromeFcausedFbyFmutationsFinFisFassociatedFwithFaFbetterFprognosisUFAnnalsdofdClinicaldandd
TranslationaldNeurologySF2019SFbSFaXaTaY] 5.3 9

84 pelayedFdiagnosisFofFcongenitalFmyastheniaFdueFtoFassociatedFmitochondrialFenzymeFdefectUF
NeuromusculardDisordersSF2015SFYaSFYacTbX 2.9 9

83 mFgirlFwithFduplicationFXcpXWTpXYFassociatedFwithFaFdicentricFchromosomeUFAmericandJournaldofd
MedicaldGeneticsdPartdASF2004SFXY]mSFXc[Td 9

82 tealthFserviceFuseFinFRettFsyndromeUFJournaldofdChilddNeurologySF2005SFYWSF]YTaW 2.5 9

81 rlowFcytometricFevaluationFofFdefectsFofFtheFmitochondrialFrespiratoryFchainUFJournaldofdChildd
NeurologySF1999SFX]SFaXdTY[ 2.5 9

80 senotypeFandFdefectsFinFmicrotubuleTbasedFmotilityFcorrelateFwithFclinicalFseverityFinFTassociatedF
neurologicalFdisorderUFHumandGeneticsdanddGenomicsdAdvancesSF2021SFYSF 0.8 9

79 yultiomicFanalysisFelucidatesFoomplexFuFdeficiencyFcausedFbyFaFdeepFintronicFvariantFinFzpUrnXWUF
HumandMutationSF2021SF]YSFXeTY] 4.7 9

78 peletionFofFproteinFtyrosineFphosphataseSFnonTreceptorFtypeF]FOPTPz]PFinFtwinsFwithFaFRettF
syndromeTlikeFphenotypeUFEuropeandJournaldofdHumandGeneticsSF2015SFY[SFXXcXTa 5.3 8
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77
senomicFsequencingFhighlightsFtheFdiverseFmolecularFcausesFofFPerraultFsyndromefFaFperoxisomalF
disorderFOPqXbPSFmetabolicFdisordersFOoxPPSFssPSXPSFandFmtpzmFmaintenanceVtranslationFdisordersF
OxmRSYSFTrmyPUFHumandGeneticsSF2020SFX[eSFX[YaTX[][

6.3 8

76 olinicalFgenomicFtestingfFwhatFmattersFtoFkeyFstakeholderskUFEuropeandJournaldofdHumandGeneticsSF
2020SFYdSFdbbTdc[ 5.3 8

75
mFstructuredFsimpleFformFforForderingFgeneticFtestsFisFneededFtoFensureFcouplingFofFclinicalFdetailF
OphenotypePFwithFpzmFvariantsFOgenotypePFtoFensureFutilityFinFpublicationFandFdatabasesUFHumand
MutationSF2007SFYdSFe[XTY

4.7 8

74 TheFeffectFofFemergingFnutraceuticalFinterventionsFforFclinicalFandFbiologicalFoutcomesFinFmultipleF
sclerosisfFmFsystematicFreviewUFMultipledSclerosisdanddRelateddDisordersSF2020SF[cSFXWX]db 4 8

73 mFpatientFwithFhomozygousFnonsenseFvariantsFinFtwoFxeighFsyndromeFdiseaseFgenesfFpistinguishingF
aFdualFdiagnosisFfromFaFhypomorphicFproteinTtruncatingFvariantUFHumandMutationSF2019SF]WSFde[Tded 4.7 7

72 PhenotypicFspectrumFandFtranscriptomicFprofileFassociatedFwithFgermlineFvariantsFinFTRmrcUF
GeneticsdindMedicineSF2020SFYYSFXYXaTXYYb 8.1 7

71
niTallelicFxorFzRRβSFVariantsFumpairingFmctiveFTsrT˛†XFpeliveryFoauseFaFSevereFunfantileTβnsetF
zeurodegenerativeFoonditionFwithFuntracranialFoalcificationUFAmericandJournaldofdHumandGeneticsSF
2020SFXWbSFaaeTabe

11 7

70 WholeFqxomeFSequencingFudentifiesFtheFseneticFnasisFofFxateTβnsetFxeighFSyndromeFinFaFPatientF
withFyRuFbutFxittleFniochemicalFqvidenceFofFaFyitochondrialFpisorderUFJIMDdReportsSF2017SF[YSFXXcTXY] 1.9 7

69 SevereFsubacuteFnecrotizingFencephalopathyFOxeighTlikeFsyndromePFinFmmericanFStaffordshireFbullF
terrierFdogsUFJournaldofdComparativedPathologySF2013SFX]dSF[]aTa[ 1 7

68 ShouldFpatientsFwithFryrFundergoFnyTkUFBloodSF2003SFXWXSFXYWagFauthorFreplyFXYWaTb 2.2 7

67 TheFexpandingFxmRSYFphenotypicFspectrumfFtxmSmSFPerraultFsyndromeFwithFleukodystrophySFandF
mitochondrialFmyopathyUFHumandMutationSF2020SF]XSFX]YaTX][] 4.7 7

66 mFnovelFmutationFinFsyPPmFinFsiblingsFwithFapparentFintellectualFdisabilitySFepilepsySFdysmorphismSF
andFautonomicFdysfunctionUFAmericandJournaldofdMedicaldGeneticsrdPartdASF2017SFXc[SFYY]bTYYaW 2.5 6

65 TRmPPingFaFneurologicalFdisorderfFfromFyeastFtoFhumansUFAutophagySF2020SFXbSFebaTebb 10.2 6

64 ParentalFhealthFspilloverFeffectsFofFpaediatricFrareFgeneticFconditionsUFQualitydofdLifedResearchSF2020
SFYeSFY]]aTY]a] 3.7 6

63 ramilyFsatisfactionFfollowingFspinalFfusionFinFRettFsyndromeUFDevelopmentaldNeurorehabilitationSF
2016SFXeSF[XTc 1.8 6

62 zovelFmitochondrialFpzmFvariantFthatFmayFgiveFaFfalseFpositiveFdiagnosisFforFtheFTdee[oFmutationQUF
MoleculardDiagnosisdanddTherapySF1998SF[SFXX[TXXc 6

61 peletionFhotspotFinFtheFargininosuccinateFlyaseFgenefFassociationFwithFtopoisomeraseFuuFandFpzmF
polymeraseFalphaFsitesUFHumandMutationSF2006SFYcSFXWbaTcX 4.7 6

60 TrisomyFYXFandFRettFsyndromefFaFdoubleFburdenUFJournaldofdPaediatricsdanddChilddHealthSF2004SF]WSF]WbTe 1.3 6

(2004-2020)
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59 SpinocerebellarFataxiaFtypeFcfFaFdistinctiveFformFofFautosomalFdominantFcerebellarFataxiaFwithF
retinopathyFandFmarkedFgeneticFanticipationUFJournaldofdPaediatricsdanddChilddHealthSF2001SF[cSFdXT] 1.3 6

58 ParoxysmalFdyskinesiasFwithFdrowsinessFandFthalamicFlesionsFinFsmnmFtransaminaseFdeficiencyUF
NeurologySF2019SFeYSFe]Tec 6.5 6

57 TheFvalueFofFgenomicFsequencingFinFcomplexFpediatricFneurologicalFdisordersfFaFdiscreteFchoiceF
experimentUFGeneticsdindMedicineSF2021SFY[SFXaaTXbY 8.1 6

56 mFThirdFoaseFofFslycogenFStorageFpiseaseFunFandFsiantFoellFTumourFofFtheFyandiblefFmFpiseaseF
mssociationForFuatrogenicFoomplicationFofFTherapyUFJIMDdReportsSF2018SF]YSFaTd 1.9 5

55 RapidFidentificationFofFaFnovelFcomplexFuFyTTzp[FmUXWX[]ojmFmutationFinFaFxeighFsyndromeF
patientUFPLoSdONESF2014SFeSFeXW]dce 3.7 5

54 oomplexFuFdeficiencyFinFassociationFwithFstructuralFabnormalitiesFofFtheFdiaphragmFandFbrainUF
JournaldofdInheriteddMetabolicdDiseaseSF1998SFYXSFcYT[ 5.4 5

53 mnFunusualFpatientFwithFtheFneonatalFyarfanFphenotypeFandFmitochondrialFcomplexFuFdeficiencyUF
EuropeandJournaldofdPediatricsSF1993SFXaYSF]YdT[Y 4.1 5

52 zeutropeniaFandFintellectualFdisabilityFareFhallmarksFofFbiallelicFandFdeFnovoFoxPnFdeficiencyUF
GeneticsdindMedicineSF2021SFY[SFXcWaTXcX] 8.1 5

51 yosaicFyqoPYFvariantsFinFmalesFwithFclassicalFRettFsyndromeFfeaturesSFincludingFstereotypicalFhandF
movementsUFClinicaldGeneticsSF2019SFeaSF]W[T]Wd 4 5

50
umpactFofFsastrostomyFPlacementFonFzutritionalFStatusSFPhysicalFtealthSFandFParentalFWellTneingF
ofFremalesFwithFRettFSyndromefFmFxongitudinalFStudyFofFanFmustralianFPopulationUFJournaldofd
PediatricsSF2018SFYWWSFXddTXeaUeX

3.6 5

49
senomeTwideFtranscriptomicFandFproteomicFstudiesFofFRettFsyndromeFmouseFmodelsFidentifyF
commonFsignalingFpathwaysFandFcellularFfunctionsFasFpotentialFtherapeuticFtargetsUFHumand
MutationSF2019SF]WSFYXd]TYXeb

4.7 4

48 TheFspectrumFofFmutationsFidentifiedFinFoypriotFpatientsFwithFphenylalanineFhydroxylaseFdeficiencyF
detectedFthroughFneonatalFscreeningUFClinicaldBiochemistrySF2012SF]aSFaddTeY 3.5 4

47 mdaptationFofFaFmitochondrialFcomplexFuuuFassayFforFautomationfFexaminationFofFreproducibilityFandF
precisionUFClinicaldChemistrySF2003SF]eSF[[WTY 5.5 4

46 RapidFexomeFsequencingFandFadjunctFRzmFstudiesFconfirmFtheFpathogenicityFofFaFnovelF
homozygousFmSzSFsplicingFvariantFinFaFcriticallyFillFneonateUFHumandMutationSF2020SF]XSFXdd]TXdeX 4.7 4

45 yutationsFinFtheFexocystFcomponentFqXβoYFcauseFsevereFdefectsFinFhumanFbrainFdevelopmentUF
JournaldofdExperimentaldMedicineSF2020SFYXcSF 16.6 4

44 WholeFexomeFsequencingFrevealsFaFdeFnovoFmissenseFvariantFinFinFaFRettFsyndromeTlikeFpatientUF
ClinicaldCasedReportsdmdiscontinuednSF2019SFcSFY]cbTY]dY 0.7 4

43 mFsimpleFandFefficientFtoolsetFforFanalysingFmitochondrialFtraffickingFinFneuronalFcellsUFActad
HistochemicaSF2018SFXYWSFcecTdWa 2 4

42 mFpilotFstudyFofFtheFeffectFofFOeSFePTYSF]TundecadienalFonFtheFoffensiveFodourFofFtrimethylamineUF
JIMDdReportsSF2013SFdSFXXTa 1.9 3
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41 mutomatedFquantitationFofFtotalFproteinFinFculturedFskinFfibroblastsUFClinicadChimicadActaSF1997SF
YaeSFXYeT[b 6.2 3

40 tolocarboxylaseFsynthetaseFdeficiencyfFurinaryFmetabolitesFmaskedFbyFgrossFketosisUFJournaldofd
InheriteddMetabolicdDiseaseSF2000SFY[SFd]aTb 5.4 3

39 zovelFmitochondrialFXbSFrRzmFpolymorphismFinFaFgirlFwithFRettFsyndromeUFJournaldofdInheritedd
MetabolicdDiseaseSF1999SFYYSFe]bTc 5.4 3

38 StandardizedFpracticesFforFRzmFdiagnosticsFusingFclinicallyFaccessibleFspecimensFreclassifiesFcaLFofF
putativeFsplicingFvariantsUUFGeneticsdindMedicineSF2021SF 8.1 3

37 mxsX[FXTlinkedFintellectualFdisabilityfFzewFvariantsSFglycosylationFanalysisSFandFexpandedF
phenotypesUFJournaldofdInheriteddMetabolicdDiseaseSF2021SF]]SFXWWXTXWXY 5.4 3

36 PreferencesFandFvaluesFforFrapidFgenomicFtestingFinFcriticallyFillFinfantsFandFchildrenfFaFdiscreteF
choiceFexperimentUFEuropeandJournaldofdHumandGeneticsSF2021SFYeSFXb]aTXba[ 5.3 3

35 mpplicationFofFsenomeFSequencingFfromFnloodFtoFpiagnoseFyitochondrialFpiseasesUFGenesSF2021SF
XYSF 4.2 3

34 mbnormalitiesFofFmitochondrialFdynamicsFandFbioenergeticsFinFneuronalFcellsFfromFopwxaF
deficiencyFdisorderUFNeurobiologydofdDiseaseSF2021SFXaaSFXWa[cW 7.5 3

33 zewbornFbloodspotFscreeningFinFtheFtimeFofFoβVupTXeUFGeneticsdindMedicineSF2021SFY[SFXX][TXXaW 8.1 3

32 mnFelectrochemiluminescenceFbasedFassayFforFquantitativeFdetectionFofFendogenousFandF
exogenouslyFappliedFyeoPYFproteinFvariantsUFScientificdReportsSF2019SFeSFceYe 4.9 2

31 PathogenicityFofFoTterminalFmutationsFinFopwxaUFJournaldofdPediatricdEpilepsySF2015SFWXSFXdaTXdb 0.1 2

30 mnFqlectrochemiluminescenceTnasedFmssayFforFyeoPYFProteinFVariantsUFJournaldofdVisualizedd
ExperimentsSF2020SF 1.6 2
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