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NeuromuscularaDisordersTH2014THZ]THZXYUa 2.9 68

578 nongenitalHmuscularHdystrophieseHaHbriefHreviewVHSeminarsainaPediatricaNeurologyTH2011THYcTHZbbUcc 2.9 68

577 qriedreichOsHataxiaeHoxidativeHstressHandHcytoskeletalHabnormalitiesVHJournalaofatheaNeurologicala
SciencesTH2009THZcbTHYYYUc 3.2 68
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576 qatalHhypertrophicHcardiomyopathyHandHnemalineHmyopathyHassociatedHwithHlnölYHv[[apH
mutationVHNeuromuscularaDisordersTH2006THYaTH5]cU5Z 2.9 68

575 lHrandomizedHplaceboUcontrolledHphaseH[HtrialHofHanHantisenseHoligonucleotideTHdrisapersenTHinH
ouchenneHmuscularHdystrophyVHNeuromuscularaDisordersTH2018THZcTH]UY5 2.9 68

574 oiseaseUnausingHèoslqYHxutationsHtmpairHöransferHofHqeUèHnlustersHtoHèosmVHCellaMetabolismTH2016
THZ[THZdZU[XZ 24.6 67

573 xutationHupdateHandHgenotypeUphenotypeHcorrelationsHofHnovelHandHpreviouslyHdescribedH
mutationsHinHö–xZHandHö–x[HcausingHcongenitalHmyopathiesVHHumanaMutationTH2014TH[5THbbdUdX 4.7 67

572 nz ]HmutationsHcauseHaHbroadHspectrumHofHmitochondrialHdisordersHassociatedHwithHno YXH
deficiencyVHAmericanaJournalaofaHumanaGeneticsTH2015THdaTH[XdUYb 11 66

571 xutationHanalysisHinHYaHpatientsHwithHmtoylHdepletionVHHumanaMutationTH2003THZYTH]5[U] 4.7 66

570 oominantHandHrecessiveHnzwalYHmutationsHinHαllrichHscleroatonicHmuscularHdystrophyVHAnnalsaofa
NeurologyTH2005TH5cTH]XXUYX 9.4 66

569 lHnewHsyndromeHwithHethylmalonicHaciduriaHandHnormalHfattyHacidHoxidationHinHfibroblastsVHJournala
ofaPediatricsTH1994THYZ]THbdUca 3.6 66

568 yewHclinicalHphenotypeHofHbranchedUchainHacylUnolHoxidationHdefectVHLancetnaTheTH1991TH[[cTHY5ZZU[ 40 66

567 rulYZHmutationsHareHaHrareHcauseHofH–elizaeusUxerzbacherUlikeHdiseaseVHNeurologyTH2008THbXTHb]cU5] 6.5 65

566
αnstableHmutantsHinHtheHperipheralHendosomalHmembraneHcomponentHlwèZHcauseHearlyUonsetH
motorHneuronHdiseaseVHProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofa
AmericaTH2003THYXXTHYaX]YUa

11.5 64

565 –rogressiveHneuropathyHandHrecurrentHmyoglobinuriaHinHaHchildHwithHlongUchainH
[UhydroxyacylUcoenzymeHlHdehydrogenaseHdeficiencyVHJournalaofaPediatricsTH1991THYYcTHb]]Ua 3.6 64

564 nardiomyopathyHmayHbeHtheHonlyHclinicalHmanifestationHinHfemaleHcarriersHofHouchenneHmuscularH
dystrophyVHNeurologyTH1993TH][THZ[]ZU5 6.5 64

563 xotorHfunctionUmuscleHstrengthHrelationshipHinHspinalHmuscularHatrophyVHMuscleaandaNerveTH2004TH
ZdTH5]cU5Z 3.4 63

562 nollagenHtypeHVtHandHrelatedHdisorderseHmethlemHmyopathyHandHαllrichHscleroatonicHmuscularH
dystrophyVHEuropeanaJournalaofaPaediatricaNeurologyTH2002THaTHYd[Uc 3.8 63

561 –ontocerebellarHhypoplasiaHtypeHaHcausedHbyHmutationsHinHRlRèZeHdefinitionHofHtheHclinicalH
spectrumHandHmolecularHfindingsHinHfiveHpatientsVHJournalaofaInheritedaMetabolicaDiseaseTH2013TH[aTH][U5[ 5.4 62

560 tmportanceHofHè––YHgenotypeHasHaHcovariateHinHclinicalHtrialsHinHouchenneHmuscularHdystrophyVH
NeurologyTH2012THbdTHY5dUaZ 6.5 62

559 lHsevereHvariantHofHchildhoodHataxiaHwithHcentralHhypomyelinationWvanishingHwhiteHmatterH
leukoencephalopathyHrelatedHtoHptqZYm5HmutationVHNeurologyTH2002TH5dTHYdaaUc 6.5 62

(2002-2006)
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558
èpectrumHofHpontocerebellarHhypoplasiaHinHY[HgirlsHandHboysHwithHnlèvHmutationseHconfirmationHofH
aHrecognizableHphenotypeHandHfirstHdescriptionHofHaHmaleHmosaicHpatientVHOrphanetaJournalaofaRarea
DiseasesTH2012THbTHYc

4.2 61

557 rlutathioneHmetabolismHandHantioxidantHenzymesHinHpatientsHaffectedHbyHnonalcoholicH
steatohepatitisVHClinicaaChimicaaActaTH2005TH[55THYX5UYY 6.2 61

556 uoubertHsyndromeHandHrelatedHdisordersVHHandbookaofaClinicalaNeurologyaqaEditedaByaPaJaVinkenaanda
GaWaBruynTH2013THYY[THYcbdUcc 3 60

555 pvaluationHofHalternativeHglyphHdesignsHforHtimeHseriesHdataHinHaHsmallHmultipleHsettingH2013TH 60

554 nlinicalHandHgeneticHcharacterizationHofHnhanarinUoorfmanHsyndromeVHBiochemicalaandaBiophysicala
ResearchaCommunicationsTH2008TH[adTHYYZ5Uc 3.4 60

553 yovelHèlnèHmutationsHinHautosomalHrecessiveHspasticHataxiaHofHnharlevoixUèaguenayHtypeVH
NeurologyTH2004THaZTHYX[Ua 6.5 59

552 èuccinateUnolHligaseHdeficiencyHdueHtoHmutationsHinHèαnwlZHandHèαnwrYeHphenotypeHandHgenotypeH
correlationsHinHbYHpatientsVHJournalaofaInheritedaMetabolicaDiseaseTH2016TH[dTHZ][U5Z 5.4 58

551 qrataxinHdeficiencyHleadsHtoHreducedHexpressionHandHimpairedHtranslocationHofHyqUpZUrelatedHfactorH
PyrfZQHinHculturedHmotorHneuronsVHInternationalaJournalaofaMolecularaSciencesTH2013THY]THbc5[Ua5 6.3 58

550 lssessingHupperHlimbHfunctionHinHnonambulantHèxlHpatientseHdevelopmentHofHaHnewHmoduleVH
NeuromuscularaDisordersTH2011THZYTH]XaUYZ 2.9 58

549 èpectrumHofHphenotypesHinHfemaleHpatientsHwithHepilepsyHdueHtoHprotocadherinHYdHmutationsVH
EpilepsiaTH2011TH5ZTHYZ5YUb 6.4 58

548 sypoparathyroidismHinHmitochondrialHtrifunctionalHproteinHdeficiencyVHJournalaofaPediatricsTH1996TH
YZdTHY5dUaZ 3.6 58

547 oelineationHandHdiagnosticHcriteriaHofHzralUqacialUoigitalHèyndromeHtypeHVtVHOrphanetaJournalaofa
RareaDiseasesTH2012THbTH] 4.2 57

546 yovelHöxpxabHmutationsHandHgenotypeUphenotypeHcorrelatesHinHmeckelinUrelatedHciliopathiesVH
HumanaMutationTH2010TH[YTHpY[YdU[Y 4.7 57

545 aHxinuteHwalkHtestHinHouchenneHxoHpatientsHwithHdifferentHmutationseHYZHmonthHchangesVHPLoSa
ONETH2014THdTHec[]XX 3.7 56

544 qatalHinfantileHleukodystrophyeHaHsevereHvariantHofHnlnsWVWxHsyndromeTHallelicHtoHchromosomeH
[qZbVHNeurologyTH2001TH5bTHZa5UbX 6.5 56

543
lHnewHsimpleHandHrapidHwnUpètUxèWxèHmethodHforHquantificationHofHplasmaHoxysterolsHasH
dimethylaminobutyrateHestersVHttsHsuccessfulHuseHforHtheHdiagnosisHofHyiemannU–ickHtypeHnHdiseaseVH
ClinicaaChimicaaActaTH2014TH][bTHd[UYXX

6.2 55

542 oominantHwxylHmutationsHcanHcauseHcombinedHmuscularHdystrophyHandHperipheralHneuropathyVH
JournalaofaNeurologynaNeurosurgeryaandaPsychiatryTH2005THbaTHYXYdUZY 5.5 55

541 lntioxidantHenzymesHinHbloodHofHpatientsHwithHqriedreichOsHataxiaVHArchivesaofaDiseaseainaChildhoodTH
2002THcaTH[baUd 2.2 55

Enrico Bertini
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540 –z–onYPèZXYqQHcausesHmuscularHdystrophyHandHarrhythmiaHbyHaffectingHproteinHtraffickingVHJournala
ofaClinicalaInvestigationTH2016THYZaTHZ[dU5[ 15.9 55

539 miallelicHxutationsHinHömnoTHpncodingHtheHöubulinHqoldingHnofactorHoTH–erturbHxicrotubuleH
oynamicsHandHnauseHparlyUznsetHpncephalopathyVHAmericanaJournalaofaHumanaGeneticsTH2016THddTHdaZUdb[11 55

538 èalbutamolHincreasesHsurvivalHmotorHneuronHPèxyQHtranscriptHlevelsHinHleucocytesHofHspinalHmuscularH
atrophyHPèxlQHpatientseHrelevanceHforHclinicalHtrialHdesignVHJournalaofaMedicalaGeneticsTH2010TH]bTHc5aUc 5.8 54

537 nlinicalHandHmolecularHfindingsHinHpatientsHwithHgiantHaxonalHneuropathyHPrlyQVHNeurologyTH2004THaZTHY[Ua6.5 54

536 RedefiningHphenotypesHassociatedHwithHmitochondrialHoylHsingleHdeletionVHJournalaofaNeurologyTH
2015THZaZTHY[XYUd 5.5 53

535 yusinersenHinHtypeHYHèxlHinfantsTHchildrenHandHyoungHadultseH–reliminaryHresultsHonHmotorHfunctionVH
NeuromuscularaDisordersTH2018THZcTH5cZU5c5 2.9 53

534 tnfantileHascendingHhereditaryHspasticHparalysisHPtlsè–QeHclinicalHfeaturesHinHYYHfamiliesVHNeurologyTH
2003THaXTHab]UcZ 6.5 53

533 èchwannHcellHexpressionHofH–w–YHbutHnotHoxZXHisHnecessaryHtoHpreventHneuropathyVHAnnalsaofa
NeurologyTH2003TH5[TH[5]Ua5 9.4 53

532 reneticHheterogeneityHofHmegalencephalicHleukoencephalopathyHandHsubcorticalHcystsVHNeurologyTH
2003THaYTH5[]Ub 6.5 52

531 öwoHpatientsHwithHOoroppedHheadHsyndromeOHdueHtoHmutationsHinHwxylHorHèp–yYHgenesVH
NeuromuscularaDisordersTH2005THY5TH5ZYU] 2.9 51

530 ReliabilityHofHtheHsammersmithHfunctionalHmotorHscaleHforHspinalHmuscularHatrophyHinHaHmulticentricH
studyVHNeuromuscularaDisordersTH2006THYaTHd[Uc 2.9 51

529
xegalencephalicHleukoencephalopathyHwithHsubcorticalHcystsHproteinHYHfunctionallyHcooperatesH
withHtheHöR–V]HcationHchannelHtoHactivateHtheHresponseHofHastrocytesHtoHosmoticHstresseH
dysregulationHbyHpathologicalHmutationsVHHumanaMolecularaGeneticsTH2012THZYTHZYaaUcX

5.6 50

528 pxpandingHtheHclinicalHspectrumHofH–zxöYHphenotypeVHNeurologyTH2006THaaTHY5a]UbfHdiscussionHY]aY 6.5 50

527 –eripheralHneuropathyHwithHgiantHaxonsHandHcardiomyopathyHassociatedHwithHdesminHtypeH
intermediateHfilamentsHinHskeletalHmuscleVHJournalaofatheaNeurologicalaSciencesTH1992THYXdTHYUYX 3.2 50

526 –eripheralHsensoryUmotorHpolyneuropathyTHpigmentaryHretinopathyTHandHfatalHcardiomyopathyHinH
longUchainH[UhydroxyUacylUnolHdehydrogenaseHdeficiencyVHEuropeanaJournalaofaPediatricsTH1992THY5YTHYZYUa4.1 50

525 oistalHinfantileHspinalHmuscularHatrophyHassociatedHwithHparalysisHofHtheHdiaphragmeHaHvariantHofH
infantileHspinalHmuscularHatrophyVHAmericanaJournalaofaMedicalaGeneticsaPartaATH1989TH[[TH[ZcU[5 50

524 qunctionalHgenomeUwideHsiRylHscreenHidentifiesHvtllX5caHasHmutatedHinHuoubertHsyndromeVHELifeTH
2015TH]THeXaaXZ 8.9 49

523 –revalenceHofHcongenitalHmuscularHdystrophyHinHttalyeHaHpopulationHstudyVHNeurologyTH2015THc]THdX]UYY 6.5 49

(2015-2016)
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522 ècreeningHofHlRsè–UönnHpatientsHexpandsHtheHspectrumHofHè–rYYHmutationsHandHincludesHaHlargeH
scaleHgeneHdeletionVHHumanaMutationTH2009TH[XTHp5XXUYd 4.7 49

521 pffectsHonHcollagenHVtHmRylHstabilityHandHmicrofibrillarHassemblyHofHthreeHnzwalZHmutationsHinH
twoHfamiliesHwithHαllrichHcongenitalHmuscularHdystrophyVHJournalaofaBiologicalaChemistryTH2002THZbbTH][55bUa]5.4 49

520
lHheterozygousHspliceHsiteHmutationHinHnzwalYHleadingHtoHanHinUframeHdeletionHofHtheHalphaYPVtQH
collagenHchainHinHanHitalianHfamilyHaffectedHbyHbethlemHmyopathyVHBiochemicalaandaBiophysicala
ResearchaCommunicationsTH1999THZ5cTHcXZUb

3.4 49

519 èèm–YHmutationsHcauseHmtoylHdepletionHunderlyingHaHcomplexHopticHatrophyHdisorderVHJournalaofa
ClinicalaInvestigationTH2020THY[XTHYXcUYZ5 15.9 49

518 xutationsHinHl–z–öYTHencodingHaHmitochondrialHproteinTHcauseHcavitatingHleukoencephalopathyH
withHcytochromeHcHoxidaseHdeficiencyVHAmericanaJournalaofaHumanaGeneticsTH2014THd5TH[Y5UZ5 11 48

517 qulminantHweighHsyndromeHandHsuddenHunexpectedHdeathHinHaHfamilyHwithHtheHödYbanHmutationHofH
theHmitochondrialHlö–aseHaHgeneVHJournalaofaInheritedaMetabolicaDiseaseTH1998THZYTHZUc 5.4 48

516 –roteinHglutathionylationHinHhumanHcentralHnervousHsystemeHpotentialHroleHinHredoxHregulationHofH
neuronalHdefenseHagainstHfreeHradicalsVHJournalaofaNeuroscienceaResearchTH2006THc[THZ5aUa[ 4.4 48

515 pxperienceHonHtherapyHofHadrenoleukodystrophyHandHadrenomyeloneuropathyVHDevelopmentala
NeuroscienceTH1991THY[THZb]Ud 2.2 48

514 qunctionalHandHxorphologicalHtmprovementHofHoystrophicHxuscleHbyHtnterleukinHaHReceptorH
mlockadeVHEBioMedicineTH2015THZTHZc5Ud[ 8.8 47

513 öheHhyperornithinemiaUhyperammonemiaUhomocitrullinuriaHsyndromeVHOrphanetaJournalaofaRarea
DiseasesTH2015THYXTHZd 4.2 47

512 nlinicalHandHmolecularHfindingsHinHhyperornithinemiaUhyperammonemiaUhomocitrullinuriaH
syndromeVHNeurologyTH2001TH5bTHdYYU] 6.5 47

511 öxpxbXHdeficiencyeHlongUtermHoutcomeHofH]cHpatientsVHJournalaofaInheritedaMetabolicaDiseaseTH2015TH
[cTH]YbUZa 5.4 46

510 tmmunodeficiencyHinHViciHsyndromeeHaHheterogeneousHphenotypeVHAmericanaJournalaofaMedicala
GeneticsnaPartaATH2012THY5clTH][]Ud 2.5 46

509 rlutathioneHmetabolismHandHantioxidantHenzymesHinHchildrenHwithHoownHsyndromeVHJournalaofa
PediatricsTH2003THY]ZTH5c[U5 3.6 46

508 wongHtermHfollowUupHtoHevaluateHtheHefficacyHofHmiglustatHtreatmentHinHttalianHpatientsHwithH
yiemannU–ickHdiseaseHtypeHnVHOrphanetaJournalaofaRareaDiseasesTH2015THYXTHZZ 4.2 45

507 nentronuclearHmyopathyHrelatedHtoHdynaminHZHmutationseHclinicalTHmorphologicalTHmuscleHimagingH
andHgeneticHfeaturesHofHanHttalianHcohortVHNeuromuscularaDisordersTH2013THZ[THZZdU[c 2.9 45

506 parlyHneurodevelopmentalHassessmentHinHouchenneHmuscularHdystrophyVHNeuromuscularaDisordersTH
2013THZ[TH]5YU5 2.9 45

505 wxylUassociatedHmyopathieseHtheHttalianHexperienceHinHaHlargeHcohortHofHpatientsVHNeurologyTH2014TH
c[THYa[]U]] 6.5 45
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504 –henotypicHspectrumHandHprevalenceHofHty––5pHmutationsHinHuoubertHsyndromeHandHrelatedH
disordersVHEuropeanaJournalaofaHumanaGeneticsTH2013THZYTHYXb]Uc 5.3 45

503 oetectionHofHcommonHandHprivateHmutationsHinHtheHnzwalYHgeneHofHpatientsHwithHmethlemH
myopathyVHNeurologyTH2005THa]THYd[YUb 6.5 45

502 zxidativeHstressHinHouchenneHmuscularHdystrophyeHfocusHonHtheHyRqZHredoxHpathwayVHHumana
MolecularaGeneticsTH2017THZaTHZbcYUZbdX 5.6 44

501 wYRxbHmutationsHcauseHaHmultifocalHcavitatingHleukoencephalopathyHwithHdistinctHxRtHappearanceVH
BrainTH2016THY[dTHbcZUd] 11.2 44

500 –nosYdUrelatedHepilepsyHinHtwoHmosaicHmaleHpatientsVHEpilepsiaTH2016TH5bTHe5YU5 6.4 44

499 nongenitalHmyopathieseHclinicalHphenotypesHandHnewHdiagnosticHtoolsVHItalianaJournalaofaPediatricsTH
2017TH][THYXY 3.2 43

498 xitochondrialHdysfunctionHinHcentralHnervousHsystemHwhiteHmatterHdisordersVHGliaTH2014THaZTHYcbcUd] 9 43

497 tntrafamilialHvariabilityHinHhereditaryHspasticHparaplegiaHassociatedHwithHanHè–r]HgeneHmutationVH
NeurologyTH2000TH55THbXZU5 6.5 43

496 yeuromyopathyHandHrestrictiveHcardiomyopathyHwithHaccumulationHofHintermediateHfilamentseHaH
clinicalTHmorphologicalHandHbiochemicalHstudyVHActaaNeuropathologicaTH1991THcYTHa[ZU]X 14.3 43

495 yusinersenHinHtypeHYHspinalHmuscularHatrophyeHöwelveUmonthHrealUworldHdataVHAnnalsaofaNeurologyTH
2019THcaTH]][U]5Y 9.4 42

494 nentronuclearHmyopathieseHgenotypeUphenotypeHcorrelationHandHfrequencyHofHdefinedHgeneticH
formsHinHanHttalianHcohortVHJournalaofaNeurologyTH2015THZaZTHYbZcU]X 5.5 42

493 ouchenneHmuscularHdystrophyHandHepilepsyVHNeuromuscularaDisordersTH2013THZ[TH[Y[U5 2.9 42

492
tnternationalHWorkshopeeHzutcomeHmeasuresHandHclinicalHtrialHreadinessHinHprimaryHmitochondrialH
myopathiesHinHchildrenHandHadultsVHnonsensusHrecommendationsVHYaUYcHyovemberHZXYaTHRomeTH
ttalyVHNeuromuscularaDisordersTH2017THZbTHYYZaUYY[b

2.9 42

491 yrfZUtnducersHnounteractHyeurodegenerationHinHqrataxinUèilencedHxotorHyeuronseHoisclosingHyewH
öherapeuticHöargetsHforHqriedreichOsHltaxiaVHInternationalaJournalaofaMolecularaSciencesTH2017THYcTH 6.3 42

490
reneticHcharacterizationHinHsymptomaticHfemaleHoxoHcarrierseHlackHofHrelationshipHbetweenH
XUinactivationTHtranscriptionalHoxoHalleleHbalancingHandHphenotypeVHBMCaMedicalaGeneticsTH2012TH
Y[THb[

2.1 42

489 nyclosporineHlHinHαllrichHcongenitalHmuscularHdystrophyeHlongUtermHresultsVHOxidativeaMedicineaanda
CellularaLongevityTH2011THZXYYTHY[dYd] 6.7 42

488
èpasticHparaplegiaHwithHthinHcorpusHcallosumeHdescriptionHofHZXHnewHfamiliesTHrefinementHofHtheH
è–rYYHlocusTHcandidateHgeneHanalysisHandHevidenceHofHgeneticHheterogeneityVHNeurogeneticsTH2006TH
bTHY]dU5a

3 42

487 è–r[leHlnHadditionalHfamilyHcarryingHaHnewHatlastinHmutationVHNeurologyTH2002TH5dTHZXXZU5 6.5 42

(2002-2013)
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486 xYsbUrelatedHmyopathieseHclinicalTHhistopathologicalHandHimagingHfindingsHinHaHcohortHofHttalianH
patientsVHOrphanetaJournalaofaRareaDiseasesTH2016THYYTHdY 4.2 42

485 nhildhoodHonsetHtubularHaggregateHmyopathyHassociatedHwithHdeHnovoHèötxYHmutationsVHJournalaofa
NeurologyTH2014THZaYTHcbXUa 5.5 41

484 xotorHchipeHaHcomparativeHgenomicHhybridizationHmicroarrayHforHcopyUnumberHmutationsHinHZ]5H
neuromuscularHdisordersVHClinicalaChemistryTH2011TH5bTHY5c]Uda 5.5 41

483 öheHnaturalHhistoryHofHlicardiUroutiˆ¤resHsyndromeeHfollowUupHofHYYHttalianHpatientsVHNeurologyTH2005
THa]THYaZYU] 6.5 41

482
pffectivenessHandHsafetyHofHtheHtriUiodothyronineHanalogueHöriacHinHchildrenHandHadultsHwithHxnöcH
deficiencyeHanHinternationalTHsingleUarmTHopenUlabelTHphaseHZHtrialVHLancetaDiabetesaanda
EndocrinologyntheTH2019THbTHad5UbXa

18.1 40

481 rlutathioneeHaHredoxHsignatureHinHmonitoringHp–tUb][HtherapyHinHchildrenHwithHmitochondrialH
encephalomyopathiesVHMolecularaGeneticsaandaMetabolismTH2013THYXdTHZXcUY] 3.7 40

480 OmehrHsyndromeOHwithHz–lYHcompoundHheterozygoteHmutationsVHBrainTH2015THY[cTHe[ZY 11.2 40

479 ltaxiaTHintellectualHdisabilityTHandHocularHapraxiaHwithHcerebellarHcystseHaHnewHdiseasejVHCerebellumTH
2014THY[THbdUcc 4.3 40

478 xutationsHinHxqèocWnwybHareHaHfrequentHcauseHofHvariantUlateHinfantileHneuronalHceroidH
lipofuscinosisVHHumanaMutationTH2009TH[XTHp5[XU]X 4.7 40

477 –ontocerebellarHhypoplasiaeHclinicalTHpathologicTHandHgeneticHstudiesVHNeurologyTH2010THb5THY]5dUa] 6.5 39

476 R–rRt–YwHmutationsHareHmainlyHassociatedHwithHtheHcerebelloUrenalHphenotypeHofHuoubertH
syndromeUrelatedHdisordersVHClinicalaGeneticsTH2008THb]THYa]UbX 4 39

475 öheHsammersmithHfunctionalHscoreHcorrelatesHwithHtheHèxyZHcopyHnumbereHaHmulticentricHstudyVH
NeuromuscularaDisordersTH2007THYbTH]XXU[ 2.9 39

474 qamilialHoccurrenceHofHfebrileHseizuresHandHepilepsyHinHsevereHmyoclonicHepilepsyHofHinfancyHPèxptQH
patientsHwithHènyYlHmutationsVHEpilepsiaTH2006TH]bTHYaZdU[5 6.4 39

473 öheHnqnHsyndromeUUreportHofHtheHfirstHtwoHcasesHoutsideHtheHαnitedHètatesVHAmericanaJournalaofa
MedicalaGeneticsaPartaATH1987THZbTHbabUbY 39

472 èystemicHactivationHofHyrfZHpathwayHinH–arkinsonOsHdiseaseVHMovementaDisordersTH2020TH[5THYcXUYc] 7 39

471 yoninvasiveHventilationHinHchildrenHwithHspinalHmuscularHatrophyHtypesHYHandHZVHAmericanaJournalaofa
PhysicalaMedicineaandaRehabilitationTH2007THcaTHZYaUZY 2.6 38

470 JmartterUlikeJHphenotypeHinHvearnsUèayreHsyndromeVHPediatricaNephrologyTH2006THZYTH[55UaX 3.2 38

469 yovelHmutationsHinHnwycHinHttalianHvariantHlateHinfantileHneuronalHceroidHlipofuscinosiseHlnotherH
geneticHhitHinHtheHxediterraneanVHNeurogeneticsTH2006THbTHYYYUb 3 38
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468 yovelHlocusHforHautosomalHdominantHpureHhereditaryHspasticHparaplegiaHPè–rYdQHmapsHtoH
chromosomeHdq[[Uq[]VHAnnalsaofaNeurologyTH2002TH5YTHacYU5 9.4 38

467 lHnovelHgainUofUfunctionHmutationHinHzRltYHcausesHlateUonsetHtubularHaggregateHmyopathyHandH
congenitalHmiosisVHClinicalaGeneticsTH2017THdYTHbcXUbca 4 37

466 lèöRznYöpèeHpxpRrtyrHèölRèHtyHwpαvzoYèöRz–sYH–löszrpypètèVHTranslationalaNeuroscience
TH2013TH]TH 1.2 37

465 pxonH]5HskippingHthroughHαYUsnRylHantisenseHmoleculesHrecoversHtheHoysUnyzèHpathwayHandH
muscleHdifferentiationHinHhumanHoxoHmyoblastsVHMolecularaTherapyTH2012THZXTHZY[]U]Z 11.7 37

464 –rogressiveHcavitatingHleukoencephalopathyHassociatedHwithHrespiratoryHchainHcomplexHtHdeficiencyH
andHaHnovelHmutationHinHyoαqèYVHNeurogeneticsTH2011THYZTHdUYb 3 37

463 èleepUdisorderedHbreathingHinHspinalHmuscularHatrophyHtypesHYHandHZVHAmericanaJournalaofaPhysicala
MedicineaandaRehabilitationTH2005THc]THaaaUbX 2.6 37

462
lHnovelHdeHnovoHmutationHinHtheHtripleHhelixHofHtheHnzwal[HgeneHinHaHtwoUgenerationHttalianHfamilyH
affectedHbyHmethlemHmyopathyVHlHdiagnosticHapproachHinHtheHmutationsOHscreeningHofHtypeHVtH
collagenVHNeuromuscularaDisordersTH1999THdTHZa]UbY

2.9 37

461
tnvestigatingHandHreflectingHonHtheHintegrationHofHautomaticHdataHanalysisHandHvisualizationHinH
knowledgeHdiscoveryVHSIGKDDaExplorations:aNewsletteraofatheaSpecialaInterestaGroupaiSIGkaona
KnowledgeaDiscoveryagaDataaMiningTH2010THYYTHdUYc

4.6 37

460 ömnpHxutationsHnauseHparlyUznsetH–rogressiveHpncephalopathyHwithHoistalHèpinalHxuscularH
ltrophyVHAmericanaJournalaofaHumanaGeneticsTH2016THddTHdb]Udc[ 11 37

459 lHnovelHltqxYHmutationHexpandsHtheHphenotypeHtoHanHinfantileHmotorHneuronHdiseaseVHEuropeana
JournalaofaHumanaGeneticsTH2016THZ]TH]a[Ua 5.3 36

458 èxyHtranscriptHlevelsHinHleukocytesHofHèxlHpatientsHdeterminedHbyHabsoluteHrealUtimeH–nRVH
EuropeanaJournalaofaHumanaGeneticsTH2010THYcTH5ZUc 5.3 36

457 RevelationHofHaHnovelHnwy5HmutationHinHearlyHjuvenileHneuronalHceroidHlipofuscinosisVH
NeuropediatricsTH2007TH[cTH]aUd 1.6 36

456
menefitsHofHglucocorticoidsHinHnonUambulantHboysWmenHwithHouchenneHmuscularHdystrophyeHlH
multicentricHlongitudinalHstudyHusingHtheH–erformanceHofHαpperHwimbHtestVHNeuromuscularaDisordersTH
2015THZ5THb]dU5[

2.9 35

455 rlutathioneHmetabolismHinHcobalaminHdeficiencyHtypeHnHPcblnQVHJournalaofaInheritedaMetabolica
DiseaseTH2014TH[bTHYZ5Ud 5.4 35

454 pffectsHofHlevosimendanHonHmitochondrialHfunctionHinHpatientsHwithHsepticHshockeHaHrandomizedHtrialVH
BiochimieTH2014THYXZTHYaaUb[ 4.6 35

453 èixHminuteHwalkHtestHinHtypeHtttHspinalHmuscularHatrophyeHaHYZmonthHlongitudinalHstudyVH
NeuromuscularaDisordersTH2013THZ[THaZ]Uc 2.9 35

452 –zxöZHmutationHinHaHpatientHwithHOxpmUlikeOHphenotypeVHNeuromuscularaDisordersTH2006THYaTH]]aUc 2.9 35

451 XUlinkedHcongenitalHataxiaeHlHclinicalHandHgeneticHstudyH2000THdZTH5[U5a 35

(2000-2002)
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450 qamilialHsevereHmyoclonicHepilepsyHofHinfancyeHtruncationHofHyavYVYHandHgeneticHheterogeneityVH
EpilepticaDisordersTH2003TH5THZYU5 1.9 35

449 xRtHinHsarcoglycanopathieseHaHlargeHinternationalHcohortHstudyVHJournalaofaNeurologynaNeurosurgerya
andaPsychiatryTH2018THcdTHbZUbb 5.5 34

448 rlutathioneHimbalanceHinHpatientsHwithHXUlinkedHadrenoleukodystrophyVHMolecularaGeneticsaanda
MetabolismTH2013THYXdTH[aaUbX 3.7 34

447 yeutralHwipidHètorageHoiseaseseHclinicalWgeneticHfeaturesHandHnaturalHhistoryHinHaHlargeHcohortHofH
ttalianHpatientsVHOrphanetaJournalaofaRareaDiseasesTH2017THYZTHdX 4.2 34

446 RoboticHandHclinicalHevaluationHofHupperHlimbHmotorHperformanceHinHpatientsHwithHqriedreichOsH
ltaxiaeHanHobservationalHstudyVHJournalaofaNeuroEngineeringaandaRehabilitationTH2015THYZTH]Y 5.3 34

445
–yruvateHdehydrogenaseHdeficiencyHpresentingHasHisolatedHparoxysmalHexerciseHinducedHdystoniaH
successfullyHreversedHwithHthiamineHsupplementationVHnaseHreportHandHminiUreviewVHEuropeana
JournalaofaPaediatricaNeurologyTH2015THYdTH]dbU5X[

3.8 34

444 tncreasedHmuscleHexpressionHofHinterleukinUYbHinHouchenneHmuscularHdystrophyVHNeurologyTH2012TH
bcTHY[XdUY] 6.5 34

443 VisualHqualityHmetricsHandHhumanHperceptionH2010TH 34

442 yeurophysiologicalHabnormalitiesHinHadrenoleukodystrophyHcarriersVHpvidenceHofHdifferentHdegreesH
ofHcentralHnervousHsystemHinvolvementVHBrainTH1997THYZXHPH–tHbQTHYY[dU]c 11.2 34

441 tncompleteHpenetranceHinHanHè–r[lUlinkedHfamilyHwithHaHnewHmutationHinHtheHatlastinHgeneVH
NeurologyTH2004THaZTHZY[cUd 6.5 34

440 nardiomyopathyHandHmulticoreHmyopathyHwithHaccumulationHofHintermediateHfilamentsVHEuropeana
JournalaofaPediatricsTH1990THY]dTHc5aUc 4.1 34

439
lHnovelHmutationHinHtheHendosomalHyaSWsSHexchangerHyspaHPèwndlaQHcausesHnhristiansonH
syndromeHwithHelectricalHstatusHepilepticusHduringHslowUwaveHsleepHPpèpèQVHEpilepsyaResearchTH2014TH
YXcTHcYYU5

3 33

438 nYdorfYZHandHqlZsHmutationsHareHrareHinHttalianHpatientsHwithHneurodegenerationHwithHbrainHironH
accumulationVHSeminarsainaPediatricaNeurologyTH2012THYdTHb5UcY 2.9 33

437 yephronophthisisHtypeHYHdeletionHsyndromeHwithHneurologicalHsymptomseHprevalenceHandH
significanceHofHtheHassociationVHKidneyaInternationalTH2006THbXTHY[]ZUb 9.9 33

436 lHnovelHèαRqYHmutationHresultsHinHweighHsyndromeHwithHperipheralHneuropathyHcausedHbyH
cytochromeHcHoxidaseHdeficiencyVHNeuromuscularaDisordersTH2000THYXTH]5XU[ 2.9 33

435 ZYcthHpyxnHtnternationalHWorkshopeeHRevisitingHtheHconsensusHonHstandardsHofHcareHinHèxlH
yaardenTHöheHyetherlandsTHYdUZYHqebruaryHZXYaVHNeuromuscularaDisordersTH2017THZbTH5daUaX5 2.9 32

434 JxitochondrialHneuropathiesJeHlHsurveyHfromHtheHlargeHcohortHofHtheHttalianHyetworkVH
NeuromuscularaDisordersTH2016THZaTHZbZUa 2.9 32

433 öargetingHyRqZHforHtheHöreatmentHofHqriedreichOsHltaxiaeHlHnomparisonHamongHorugsVHInternationala
JournalaofaMolecularaSciencesTH2019THZXTH 6.3 32
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432 sammersmithHqunctionalHxotorHècaleHandHxotorHqunctionHxeasureUZXHinHnonHambulantHèxlH
patientsVHNeuromuscularaDisordersTH2014THZ]TH[]bU5Z 2.9 32

431 tnHvitroHneurogenesiseHdevelopmentHandHfunctionalHimplicationsHofHi–ènHtechnologyVHCellularaanda
MolecularaLifeaSciencesTH2014THbYTHYaZ[U[d 10.3 32

430 mrownUVialettoUvanHwaereHandHqazioUwondeHoverlapHsyndromeseHaHclinicalTHbiochemicalHandHgeneticH
studyVHNeuromuscularaDisordersTH2012THZZTHYXb5UcZ 2.9 32

429 xyosinHasHaHpotentialHredoxUsensoreHanHinHvitroHstudyVHJournalaofaMuscleaResearchaandaCellaMotilityTH
2008THZdTHYYdUZa 3.5 32

428 ppilepsiaHpartialisHcontinuaHandHneuronalHmigrationHanomaliesVHBrainaandaDevelopmentTH1992THY]TH[Z[Uc 2.2 32

427 nlinicalTHneuroradiologicalHandHmolecularHcharacterizationHofHcerebellarHdysplasiaHwithHcystsH
P–orettiUmoltshauserHsyndromeQVHEuropeanaJournalaofaHumanaGeneticsTH2016THZ]THYZaZUb 5.3 32

426 pxomeHsequencingHinHaHfamilyHwithHintellectualHdisabilityTHearlyHonsetHspasticityTHandHcerebellarH
atrophyHdetectsHaHnovelHmutationHinHpXzèn[VHNeurogeneticsTH2013THY]THZ]bU5X 3 31

425 nardiacHandHpulmonaryHinvestigationsHinHmethlemHmyopathyVHArchivesaofaNeurologyTH2006THa[THYaYbUZY 31

424 riantHdystrophinHdeletionHassociatedHwithHcongenitalHcataractHandHmildHmuscularHdystrophyVH
NeurologyTH1998TH5YTH5dZU5 6.5 31

423 –henomenologyHandHclinicalHcourseHofHmovementHdisorderHinHrylzYHvariantseHResultsHfromHanH
analyticalHreviewVHParkinsonismaandaRelatedaDisordersTH2019THaYTHYdUZ5 3.6 31

422 lberrantHqunctionHofHtheHnUöerminalHöailHofHstèöYsYpHlcceleratesHnellularHèenescenceHandHnausesH
–rematureHlgingVHAmericanaJournalaofaHumanaGeneticsTH2019THYX5TH]d[U5Xc 11 30

421 xolecularHepidemiologyHofHchildhoodHneuronalHceroidUlipofuscinosisHinHttalyVHOrphanetaJournalaofa
RareaDiseasesTH2013THcTHYd 4.2 30

420 –zxrnöYHmutationsHinHcongenitalHmuscularHdystrophyeHgenotypeUphenotypeHcorrelationHandH
expandedHclinicalHspectrumVHArchivesaofaNeurologyTH2006THa[THY]dYU5 30

419 öheHspectrumHofHtheHsoUcalledHrigidHspineHsyndromeeHnosologicalHconsiderationsHandHreportHofHthreeH
femaleHcasesVHJournalaofaNeurologyTH1986THZ[[THZ]cU5[ 5.5 30

418 xissenseHmutationsHofHnlnylYlHareHaHfrequentHcauseHofHautosomalHdominantHnonprogressiveH
congenitalHataxiaVHEuropeanaJournalaofaPaediatricaNeurologyTH2017THZYTH]5XU]5a 3.8 29

417 sistologicHmuscularHhistoryHinHsteroidUtreatedHandHuntreatedHpatientsHwithHouchenneHdystrophyVH
NeurologyTH2015THc5THYccaUd[ 6.5 29

416 RiboflavinHresponsiveHmitochondrialHmyopathyHisHaHnewHphenotypeHofHdihydrolipoamideH
dehydrogenaseHdeficiencyVHöheHchaperonUlikeHeffectHofHvitaminHmZVHMitochondrionTH2014THYcTH]dU5b 4.9 29

415 tdentificationHandHcharacterizationHofHnovelHcollagenHVtHnonUcanonicalHsplicingHmutationsHcausingH
αllrichHcongenitalHmuscularHdystrophyVHHumanaMutationTH2009TH[XTHpaaZUbZ 4.7 29

(2009-2014)
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414 tnterferonUalphaHmayHbenefitHsteroidHunresponsiveHchronicHinflammatoryHdemyelinatingH
polyneuropathyVHJournalaofaNeurologynaNeurosurgeryaandaPsychiatryTH1995TH5cTHa[cUd 5.5 29

413 Z]]thHpyxnHinternationalHworkshopeHyewbornHscreeningHinHspinalHmuscularHatrophyHxayHYXUYZTH
ZXYdTHsoofdorpTHöheHyetherlandsVHNeuromuscularaDisordersTH2020TH[XTHd[UYX[ 2.9 29

412 öargetingHferroptosiseHlHnovelHtherapeuticHstrategyHforHtheHtreatmentHofHmitochondrialH
diseaseUrelatedHepilepsyVHPLoSaONETH2019THY]THeXZY]Z5X 3.7 28

411
öheHimpactHofHnextUgenerationHsequencingHonHtheHdiagnosisHofHpediatricUonsetHhereditaryHspasticH
paraplegiaseHnewHgenotypeUphenotypeHcorrelationsHforHrareHsè–UrelatedHgenesVHNeurogeneticsTH2018
THYdTHYYYUYZY

3 28

410 αpperHlimbHfunctionHinHouchenneHmuscularHdystrophyeHZ]HmonthHlongitudinalHdataVHPLoSaONETH2018TH
Y[THeXYddZZ[ 3.7 28

409 –ersistentHpulmonaryHarterialHhypertensionHinHtheHnewbornHP––syQeHaHfrequentHmanifestationHofH
öxpxbXHdefectiveHpatientsVHMolecularaGeneticsaandaMetabolismTH2014THYYYTH[5[U[5d 3.7 28

408 yotHonlyHdominantTHnotHonlyHopticHatrophyeHexpandingHtheHclinicalHspectrumHassociatedHwithHz–lYH
mutationsVHOrphanetaJournalaofaRareaDiseasesTH2017THYZTHcd 4.2 28

407 –ontineHöegmentalHnapHoysplasiaeHdevelopmentalHandHcognitiveHoutcomeHinHthreeHadolescentH
patientsVHOrphanetaJournalaofaRareaDiseasesTH2011THaTH[a 4.2 28

406 ZellwegerHèpectrumHoisorderHwithHxildH–henotypeHnausedHbyH–pXZHreneHxutationsVHJIMDaReportsTH
2012THaTH][Ua 1.9 28

405 –zxöYHandH–zxöZHmutationsHinHnxoHpatientseHaHmulticentricHttalianHstudyVHNeuromusculara
DisordersTH2008THYcTH5a5UbY 2.9 28

404 renomicHrearrangementsHatHtheHtrsxm–ZHgeneHlocusHinHtwoHpatientsHwithHèxlRoYVHHumana
GeneticsTH2004THYY5TH[YdUZa 6.3 28

403 oeterminationHofHsuperoxideHdismutaseHandHglutathioneHperoxidaseHactivitiesHinHbloodHofHhealthyH
pediatricHsubjectsVHClinicaaChimicaaActaTH2002TH[ZZTHYYbUZX 6.2 28

402 ReducedHsteroidogenesisHinHpatientsHwithH–nosYdUfemaleHlimitedHepilepsyVHEpilepsiaTH2017TH5cTHedYUed5 6.4 27

401 oiagnosisHofHOpossibleOHmitochondrialHdiseaseeHanHexistentialHcrisisVHJournalaofaMedicalaGeneticsTH2019TH
5aTHYZ[UY[X 5.8 27

400 xyoclonusHinHmitochondrialHdisordersVHMovementaDisordersTH2014THZdTHbZZUc 7 27

399 yovelHmutationsHinHtml5bHareHassociatedHwithHleukodystrophyHandHvariableHclinicalHphenotypesVH
JournalaofaNeurologyTH2017THZa]THYXZUYYY 5.5 27

398 RiboflavinHtransporterH[HinvolvementHinHinfantileHmrownUVialettoUVanHwaereHdiseaseeHtwoHnovelH
mutationsVHJournalaofaMedicalaGeneticsTH2013TH5XTHYX]Ub 5.8 27

397 –athogeneticHmechanismsHinHhereditaryHdysfunctionsHofHcomplexHtHofHtheHrespiratoryHchainHinH
neurologicalHdiseasesVHBiochimicaaEtaBiophysicaaActaaoaBioenergeticsTH2009THYbcbTH5XZUYb 4.6 27
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396 llteredHexpressionHofHtheHxnè–WyrZHchondroitinHsulfateHproteoglycanHinHcollagenHVtHdeficiencyVH
MolecularaandaCellularaNeurosciencesTH2005TH[XTH]XcUYb 4.8 27

395 oeterminationHofHglutathionylUhemoglobinHinHhumanHerythrocytesHbyHcationUexchangeH
highUperformanceHliquidHchromatographyVHAnalyticalaBiochemistryTH2003TH[YZTHc5UdX 3.1 27

394 milateralTHreversibleTHselectiveHthalamicHinvolvementHdemonstratedHbyHbrainHxRHandHacuteHsevereH
neurologicalHdysfunctionHwithHfavorableHoutcomeVHNeuropediatricsTH1994THZ5TH]]Ub 1.6 27

393 RevisedHyorthHètarHlmbulatoryHlssessmentHforHYoungHmoysHwithHouchenneHxuscularHoystrophyVH
PLoSaONETH2016THYYTHeXYaXYd5 3.7 27

392 xutationsHinHtheHtRmtöHdomainHofHtö–RYHareHaHfrequentHcauseHofHautosomalHdominantH
nonprogressiveHcongenitalHataxiaVHClinicalaGeneticsTH2017THdYTHcaUdY 4 26

391 yovelHmutationsHinHvlRèHcauseHhypertrophicHcardiomyopathyHandHcombinedHmitochondrialH
respiratoryHchainHdefectVHClinicalaGeneticsTH2017THdYTHdYcUdZ[ 4 26

390 öheHuseHofHmuscleHbiopsyHinHtheHdiagnosisHofHundefinedHataxiaHwithHcerebellarHatrophyHinHchildrenVH
EuropeanaJournalaofaPaediatricaNeurologyTH2012THYaTHZ]cU5a 3.8 26

389 yewHclinicalHandHmolecularHinsightsHonHmarthHsyndromeVHOrphanetaJournalaofaRareaDiseasesTH2013THcTHZb 4.2 26

388 ouUYHmodulatesHmitochondrialHresponseHtoHoxidativeHstresseHcluesHfromHaHnovelHdiagnosisHofH–lRvbVH
ClinicalaGeneticsTH2017THdZTHYcUZ5 4 26

387 RespiratoryHandHcardiacHfunctionHinHcongenitalHmuscularHdystrophiesHwithHalphaHdystroglycanH
deficiencyVHNeuromuscularaDisordersTH2012THZZTHac5Ud 2.9 26

386 sypertrophicHcardiomyopathyHandHmtoylHdepletionVHèuccessfulHtreatmentHwithHheartH
transplantationVHNeuromuscularaDisordersTH2002THYZTH5aUd 2.9 26

385
nongenitalHmuscularHdystrophyHassociatedHwithHcalfHhypertrophyTHmicrocephalyHandHsevereHmentalH
retardationHinHthreeHttalianHfamilieseHevidenceHforHaHnovelHnxoHsyndromeVHNeuromuscularaDisordersTH
2000THYXTH5]YUb

2.9 26

384 sighHdoseHimmunoglobulinHtVHtreatmentHinHadrenoleukodystrophyVHJournalaofaNeurologyna
NeurosurgeryaandaPsychiatryTH1994TH5bHèupplTHadUbXfHdiscussionHbY 5.5 26

383 ReducingHbodyHmyopathyHandHdesminHstorageHinHskeletalHmuscleeHmorphologicalHandHbiochemicalH
findingsVHActaaNeuropathologicaTH1994THcbTHYXaUYZ 14.3 26

382 öowardsHαnderstandingHsumanHèimilarityH–erceptionHinHtheHlnalysisHofHwargeHèetsHofHècatterH–lotsH
2016TH 26

381 sypomorphicHRecessiveHVariantsHinHèαqαHtmpairHtheHèonicHsedgehogH–athwayHandHnauseHuoubertH
èyndromeHwithHnranioUfacialHandHèkeletalHoefectsVHAmericanaJournalaofaHumanaGeneticsTH2017THYXYTH55ZU5a[11 25

380 öheHreneticHwandscapeHofHoystrophinHxutationsHinHttalyeHlHyationwideHètudyVHFrontiersainaGeneticsTH
2020THYYTHY[Y 4.5 25

379 RespiratoryHyeedsHinH–atientsHwithHöypeHYHèpinalHxuscularHltrophyHöreated´ withHyusinersenVH
JournalaofaPediatricsTH2020THZYdTHZZ[UZZcVe] 3.6 25

(2020-2005)
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378 èpinalHmuscularHatrophyHassociatedHwithHprogressiveHmyoclonicHepilepsyeHlHrareHconditionHcausedHbyH
mutationsHinHlèlsYVHEpilepsiaTH2015TH5aTHadZUc 6.4 25

377
xolecularHgeneticHanalysisHofHtheH–w–YHgeneHinH[cHfamiliesHwithH–w–YUrelatedHdisorderseH
identificationHandHfunctionalHcharacterizationHofHYYHnovelH–w–YHmutationsVHOrphanetaJournalaofaRarea
DiseasesTH2011THaTH]X

4.2 25

376 seartHtransplantationHinHaHchildHwithHwrxoZtHpresentingHasHisolatedHdilatedHcardiomyopathyVH
NeuromuscularaDisordersTH2008THYcTHY5[U5 2.9 25

375 lHcongenitalHmyopathyHwithHdiaphragmaticHweaknessHnotHlinkedHtoHtheHèxlRoYHlocusVH
NeuromuscularaDisordersTH2007THYbTHYb]Ud 2.9 25

374 xicrotubuleHoysfunctioneHlHnommonHqeatureHofHyeurodegenerativeHoiseasesVHInternationalaJournala
ofaMolecularaSciencesTH2020THZYTH 6.3 25

373 oiagnosisHofHouchenneHxuscularHoystrophyHinHttalyHinHtheHlastHdecadeeHnriticalHissuesHandHareasHforH
improvementsVHNeuromuscularaDisordersTH2017THZbTH]]bU]5Y 2.9 24

372 zralUfacialUdigitalHsyndromeHtypeHVteHisHn5orf]ZHreallyHtheHmajorHgenejVHHumanaGeneticsTH2015THY[]THYZ[Ua6.3 24

371 lgedHinducedHpluripotentHstemHcellHPi–ènsQHasHaHnewHcellularHmodelHforHstudyingHprematureHagingVH
AgingTH2017THdTHY]5[UY]ad 5.6 24

370 èuitabilityHofHyorthHètarHlmbulatoryHlssessmentHinHyoungHboysHwithHouchenneHmuscularHdystrophyVH
NeuromuscularaDisordersTH2015THZ5THY]Uc 2.9 24

369 èomaticHmosaicismHofH–nosYdHmutationHinHaHfamilyHwithHlowUpenetranceHpqxRVHNeurogeneticsTH2012
THY[TH[]YU5 3 24

368 pffectHofHproteinHglutathionylationHonHneuronalHcytoskeletoneHaHpotentialHlinkHtoH
neurodegenerationVHNeuroscienceTH2011THYdZTHZc5Ud] 3.9 24

367 XUlinkedHdisordersHwithHcerebellarHdysgenesisVHOrphanetaJournalaofaRareaDiseasesTH2011THaTHZ] 4.2 24

366 qetalHakinesiaHinHmetatropicHdysplasiaeHöheHcombinedHphenotypeHofHchondrodysplasiaHandH
neuropathyjVHAmericanaJournalaofaMedicalaGeneticsnaPartaATH2011THY55lTHZcaXU] 2.5 24

365 pxpandingHnp–ZdXHmutationalHspectrumHinHciliopathiesVHAmericanaJournalaofaMedicalaGeneticsnaPartaA
TH2009THY]dlTHZYb[UcX 2.5 24

364 nongenitalHmuscularHdystrophyHwithHdefectiveHalphaUdystroglycanTHcerebellarHhypoplasiaTHandH
epilepsyVHNeurologyTH2009THb[THY5ddUaXY 6.5 24

363
tdentificationHofHaHdeepHintronicHmutationHinHtheHnzwalZHgeneHbyHaHnovelHcustomHoligonucleotideH
nrsHarrayHdesignedHtoHexploreHallelicHandHgeneticHheterogeneityHinHcollagenHVtUrelatedHmyopathiesVH
BMCaMedicalaGeneticsTH2010THYYTH]]

2.1 24

362 VacuolatingHmegalencephalicHleukoencephalopathyHwithHsubcorticalHcystseHfunctionalHstudiesHofH
novelHvariantsHinHxwnYVHHumanaMutationTH2006THZbTHZdZ 4.7 24

361 nysticHleukoencephalopathyHwithoutHmegalencephalyeHaHdistinctHdiseaseHentityHinHY5HchildrenVH
NeurologyTH2005THa]THY]YYUa 6.5 24
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360 ltypicalHweighHsyndromeHassociatedHwithHtheHo[d[yHmutationHinHtheHmitochondrialHyo5HsubunitVH
NeurologyTH2003THaYTHYXYbUc 6.5 24

359
sumanHmelanomaWyrZHchondroitinHsulfateHproteoglycanHisHexpressedHinHtheHsarcolemmaHofH
postnatalHhumanHskeletalHmyofibersVHlbnormalHexpressionHinHmerosinUnegativeHandHouchenneH
muscularHdystrophiesVHMolecularaandaCellularaNeurosciencesTH2003THZ[THZYdU[Y

4.8 24

358 yeurophysiologicHfollowUupHofHlongUtermHdietaryHtreatmentHinHadultUonsetHadrenoleukodystrophyVH
NeurologyTH1999TH5ZTHcYXUa 6.5 24

357 tnvolvementHofHrespiratoryHmusclesHinHcytoplasmicHbodyHmyopathyUUaHpathologyHstudyVHBrainaanda
DevelopmentTH1990THYZTHbdcUcXa 2.2 24

356
nharacterizingH–nosYdHinHhumanHinducedHpluripotentHstemHcellsHPi–ènsQHandHi–ènUderivedH
developingHneuronseHemergingHroleHofHaHproteinHinvolvedHinHcontrollingHpolarityHduringH
neurogenesisVHOncotargetTH2015THaTHZacX]UY[

3.3 24

355
lHnovelHwlx–ZHmutationHassociatedHwithHsevereHcardiacHhypertrophyHandHmicrovascularHremodelingH
inHaHfemaleHwithHoanonHdiseaseeHaHcaseHreportHandHliteratureHreviewVHCardiovascularaPathologyTH2016TH
Z5TH]Z[U[Y

3.8 24

354 xegalencephalicHleukoencephalopathyHwithHsubcorticalHcystsHproteinUYHregulatesHepidermalHgrowthH
factorHreceptorHsignalingHinHastrocytesVHHumanaMolecularaGeneticsTH2016THZ5THY5][U5c 5.6 23

353 RevisitingHmitochondrialHocularHmyopathieseHaHstudyHfromHtheHttalianHyetworkVHJournalaofaNeurologyTH
2017THZa]THYbbbUYbc] 5.5 23

352 lHyovelHxutationHinHR–wYXHPRibosomalH–roteinHwYXQHnausesHXUwinkedHtntellectualHoisabilityTH
nerebellarHsypoplasiaTHandHèpondyloUppiphysealHoysplasiaVHHumanaMutationTH2015TH[aTHYY55Uc 4.7 23

351 öxpxbXeHaHmutationalHhotHspotHinHnuclearHlö–HsynthaseHdeficiencyHwithHaHpivotalHroleHinHcomplexHVH
biogenesisVHNeurogeneticsTH2012THY[TH[b5Uca 3 23

350 qatigueHandHexerciseHintoleranceHinHmitochondrialHdiseasesVHwiteratureHrevisionHandHexperienceHofH
theHttalianHyetworkHofHmitochondrialHdiseasesVHNeuromuscularaDisordersTH2012THZZHèupplH[THèZZaUd 2.9 23

349 wimbUgirdleHmuscularHdystrophyHwithH˛–UdystroglycanHdeficiencyHandHmutationsHinHtheHtè–oHgeneVH
NeurologyTH2013THcXTHda[U5 6.5 23

348 YaathHpyxnHtnternationalHWorkshopHonHnollagenHtypeHVtUrelatedHxyopathiesTHZZUZ]HxayHZXXdTH
yaardenTHöheHyetherlandsVHNeuromuscularaDisordersTH2010THZXTH[]aU5] 2.9 23

347 nardiomyopathyHinHpatientsHwithH–zxöYUrelatedHcongenitalHandHlimbUgirdleHmuscularHdystrophyVH
EuropeanaJournalaofaHumanaGeneticsTH2012THZXTHYZ[]Ud 5.3 23

346 rèèrUmediatedHnomplexHtHdefectHinHisolatedHcardiacHmitochondriaVHInternationalaJournalaofa
MolecularaMedicineTH2010THZaTHd5Ud 4.4 23

345 nlinicalHandHelectrophysiologicalHfeaturesHofHepilepsyHinHttalianHpatientsHwithHnwycHmutationsVH
EpilepsyaandaBehaviorTH2007THYXTHYcbUdY 3.2 23

344 öheHcytoskeletalHarrangementsHnecessaryHtoHneurogenesisVHOncotargetTH2016THbTHYd]Y]UZd 3.3 23

343 –nosYdUrelatedHepilepsyHandHoravetHèyndromeeHqaceUoffHbetweenHtwoHearlyUonsetHepilepsiesHwithH
feverHsensitivityVHEpilepsyaResearchTH2016THYZ5TH[ZUa 3 23
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342 nlinicalUgeneticHfeaturesHandHpeculiarHmuscleHhistopathologyHinHinfantileHoyxYwUrelatedH
mitochondrialHepilepticHencephalopathyVHHumanaMutationTH2019TH]XTHaXYUaYc 4.7 22

341 xetabolicHneuropathiesHandHmyopathiesVHHandbookaofaClinicalaNeurologyaqaEditedaByaPaJaVinkenaanda
GaWaBruynTH2013THYY[THY][bU55 3 22

340 lHnewHlocusHonH[pZ[UpZ5HforHanHautosomalUdominantHlimbUgirdleHmuscularHdystrophyTHwrxoYsVH
EuropeanaJournalaofaHumanaGeneticsTH2010THYcTHa[aU]Y 5.3 22

339 –renatalHultrasoundHandHmagneticHresonanceHimagingHfeaturesHinHaHfetusHwithHWalkerUWarburgH
syndromeVHUltrasoundainaObstetricsaandaGynecologyTH2009TH[[TH[a[U5 5.8 22
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NeuromuscularaDisordersTH2012THZZTH5]aUc 2.9 13

222 èevereHabnormalitiesHofHtheHponsHinHtwoHinfantsHwithHgoldenharHsyndromeVHNeuropediatricsTH2004TH
[5THZ[]Uc 1.6 13

221 nongenitalHXUlinkedHataxiaTHprogressiveHmyoclonicHencephalopathyTHmacularHdegenerationHandH
recurrentHinfectionsVHAmericanaJournalaofaMedicalaGeneticsaPartaATH1992TH][TH]][U5Y 13

220 renomeHsequencingHinHpersistentlyHunsolvedHwhiteHmatterHdisordersVHAnnalsaofaClinicalaanda
TranslationalaNeurologyTH2020THbTHY]]UY5Z 5.3 13

219 oevelopmentHofHèarasomeeHlHnovelTHwellUacceptedTHtechnologyUbasedHassessmentHtoolHforHpatientsH
withHataxiaVHComputeraMethodsaandaProgramsainaBiomedicineTH2020THYccTHYX5Z5b 6.9 13

218 lgeHandHbaselineHvaluesHpredictHYZHandHZ]UmonthHfunctionalHchangesHinHtypeHZHèxlVHNeuromusculara
DisordersTH2020TH[XTHb5aUba] 2.9 13

217 yewHxutationsHinHypmHreneHoiscoveredHbyHöargetedHyextUrenerationHèequencingHinHyemalineH
xyopathyHttalianH–atientsVHJournalaofaMolecularaNeuroscienceTH2016TH5dTH[5YUd 3.3 13
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216 llphaUactinHgeneHmutationsHandHpolymorphismsHinHttalianHpatientsHwithHnemalineHmyopathyVH
InternationalaJournalaofaMolecularaMedicineTH2004THY[THcX5Ud 4.4 13

215
qamilialHperiventricularHnodularHheterotopiaTHepilepsyHandHxelnickUyeedlesHèyndromeHcausedHbyHaH
singleHqwylHmutationHwithHcombinedHgainUofUfunctionHandHlossUofUfunctionHeffectsVHJournalaofa
MedicalaGeneticsTH2015TH5ZTH]X5UYZ

5.8 12

214 nompoundHheterozygousHmissenseHandHdeepHintronicHvariantsHinHyoαqlqaHunraveledHbyHexomeH
sequencingHandHmRylHanalysisVHJournalaofaHumanaGeneticsTH2018THa[TH5a[U5ac 4.3 12

213 lnHobservationalHstudyHofHfunctionalHabilitiesHinHinfantsTHchildrenTHandHadultsHwithHtypeHYHèxlVH
NeurologyTH2018THdYTHeadaUebX[ 6.5 12

212 wongitudinalHnaturalHhistoryHinHyoungHboysHwithHouchenneHmuscularHdystrophyVHNeuromusculara
DisordersTH2019THZdTHc5bUcaZ 2.9 12

211 oevelopmentalHsplicingHderegulationHinHleukodystrophiesHrelatedHtoHptqZmHmutationsVHPLoSaONETH
2012THbTHe[cZa] 3.7 12

210 yewHfamilialHmitochondrialHencephalopathyHwithHmacrocephalyTHcardiomyopathyTHandHcomplexHtH
deficiencyVHAnnalsaofaNeurologyTH1997TH]ZTHaaYU5 9.4 12

209 XUlinkedHcongenitalHataxiaeHaHnewHlocusHmapsHtoHXqZ5UqZbVYVHAmericanaJournalaofaMedicalaGeneticsna
PartaATH2008THY]alTH5d[UaXX 2.5 12

208 RespiratoryHcomplexHtHinHbrainHdevelopmentHandHgeneticHdiseaseVHNeurochemicalaResearchTH2004THZdTH5]bUaX4.6 12

207 yewbornHscreeningHprogramsHforHspinalHmuscularHatrophyHworldwideeHWhereHweHstandHandHwhereH
toHgoVHNeuromuscularaDisordersTH2021TH[YTH5b]U5cZ 2.9 12

206 oeepHRylHprofilingHidentifiedHnwznvHandHmolecularHclockHgenesHasHpathophysiologicalHsignaturesH
inHcollagenHVtHmyopathyVHJournalaofaCellaScienceTH2016THYZdTHYabYUc] 5.3 12

205 oiagnosticHYieldHofHaHöargetedHyextUrenerationHèequencingHreneH–anelHforH–ediatricUznsetH
xovementHoisorderseHlH[UYearHnohortHètudyVHFrontiersainaGeneticsTH2019THYXTHYXZa 4.5 12

204 yaturalHhistoryHofHaHcohortHofHlmnoYHvariantHfemaleHcarriersVHEuropeanaJournalaofaNeurologyTH2019TH
ZaTH[ZaU[[Z 6 12

203 RespiratoryHörajectoriesHinHöypeHZHandH[HèpinalHxuscularHltrophyHinHtheHièxlnHnohortHètudyVH
NeurologyTH2021THdaTHe5cbUe5dd 6.5 12

202 xuscleHxRtHinHneutralHlipidHstorageHdiseaseHPywèoQVHJournalaofaNeurologyTH2017THZa]THY[[]UY[]Z 5.5 11

201 lgeHandHsexHprevalenceHestimateHofHuoubertHsyndromeHinHttalyVHNeurologyTH2020THd]THebdbUecXY 6.5 11

200 nlinicalHandHimagingHhallmarksHofHtheHxYsbUrelatedHmyopathyHwithHsevereHaxialHinvolvementVH
MuscleaandaNerveTH2018TH5cTHZZ]UZ[] 3.4 11

199 xuscleHmagneticHresonanceHimagingHandHhistopathologyHinHlnölYUrelatedHcongenitalHnemalineH
myopathyVHMuscleaandaNerveTH2014TH5XTHYXYYUa 3.4 11

(2014-2004)
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198 öheHphenotypicHandHmolecularHspectrumHofH–pszHsyndromeHandH–pszUlikeHdisordersVHBrainTH2017TH
Y]XTHe]d 11.2 11

197 sereditaryHspasticHparaplegiaseHoneHdiseaseHforHmanyHgenesTHandHstillHcountingVHHandbookaofaClinicala
NeurologyaqaEditedaByaPaJaVinkenaandaGaWaBruynTH2013THYY[THYcddUdYZ 3 11

196 öranscriptionalHbehaviorHofHoxoHgeneHduplicationsHinHoxoWmxoHmalesVHHumanaMutationTH2009TH[XTHp[YXUd4.7 11

195 ltaxiaTHdeafnessTHleukodystrophyeHinheritedHdisorderHofHtheHwhiteHmatterHinHthreeHrelatedHpatientsVH
NeurologyTH2000TH5]THZ[Z5Uc 6.5 11

194 yovelHbUosnRHmutationHinHaHchildHwithHèmithUwemliUzpitzHsyndromeVHAmericanaJournalaofaMedicala
GeneticsaPartaATH2000THdYTHY[cU]X 11

193 lHVYY][qHmutationHinHtheHneuronalUenrichedHisoformHZHofHtheH–xnlHpumpHisHlinkedHwithHataxiaVH
NeurobiologyaofaDiseaseTH2018THYY5THY5bUYaa 7.5 10

192 XUlinkedHataxiasVHHandbookaofaClinicalaNeurologyaqaEditedaByaPaJaVinkenaandaGaWaBruynTH2018THY55THYb5UYcd3 10

191 lHnewHphenotypicHvariantHinHcleidocranialHdysplasiaHPnnoQHassociatedHwithHmutationHcV[dYniöHofHtheH
RαyXZHgeneVHBMJaCaseaReportsTH2012THZXYZTH 0.9 10

190 RespiratoryHchainHdefectsHinHhereditaryHspasticHparaplegiasVHNeuromuscularaDisordersTH2001THYYTH5a5Ud 2.9 10

189 RlRèYUrelatedHhypomyelinatingHleukodystrophyeHpxpandingHtheHspectrumVHAnnalsaofaClinicalaanda
TranslationalaNeurologyTH2020THbTHc[Ud[ 5.3 10

188 èwnZlYHmutationsHareHaHrareHcauseHofHpediatricUonsetHhereditaryHspasticHparaplegiaVHEuropeana
JournalaofaPaediatricaNeurologyTH2019THZ[TH[ZdU[[Z 3.8 10

187 öypeHtHèxlHJnewHnaturalHhistoryJeHlongUtermHdataHinHnusinersenUtreatedHpatientsVHAnnalsaofaClinicala
andaTranslationalaNeurologyTH2021THcTH5]cU55b 5.3 10

186 seartHrateHreductionHstrategyHusingHivabradineHinHendUstageHouchenneHcardiomyopathyVH
InternationalaJournalaofaCardiologyTH2019THZcXTHddUYX[ 3.2 9

185 nardiacHfunctionHinHtypesHttHandHtttHspinalHmuscularHatrophyeHshouldHweHchangeHstandardsHofHcarejVH
NeuropediatricsTH2015TH]aTH[[Ua 1.6 9

184 zxidativeHètressHinHoylHRepeatHpxpansionHoisorderseHlHqocusHonHyRqZHèignalingHtnvolvementVH
BiomoleculesTH2020THYXTH 5.9 9

183 oefiningHtheHclinicalUgeneticHandHneuroradiologicalHfeaturesHinHè–r5]eHdescriptionHofHeightH
additionalHcasesHandHnineHnovelHoosoZHvariantsVHJournalaofaNeurologyTH2019THZaaTHZa5bUZaa] 5.5 9

182
nharacterizationHofHaHrareHcaseHofHαllrichHcongenitalHmuscularHdystrophyHdueHtoHtruncatingH
mutationsHwithinHtheHnzwalYHgeneHnUterminalHdomaineHaHcaseHreportVHBMCaMedicalaGeneticsTH2013TH
Y]TH5d

2.1 9

181 xuscleHimagingHinHpatientsHwithHtubularHaggregateHmyopathyHcausedHbyHmutationsHinHèötxYVH
NeuromuscularaDisordersTH2015THZ5THcdcUdX[ 2.9 9
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180 zligophreninUYHPz–syYQTHaHgeneHinvolvedHinHXUlinkedHintellectualHdisabilityTHundergoesHRylHeditingH
andHalternativeHsplicingHduringHhumanHbrainHdevelopmentVHPLoSaONETH2014THdTHedY[5Y 3.7 9

179 zxidativeHabnormalitiesHinHxenkesHdiseaseVHJournalaofaInheritedaMetabolicaDiseaseTH2000THZ[TH[]dU5Y 5.4 9

178
èafetyHandHefficacyHofHonceUdailyHrisdiplamHinHtypeHZHandHnonUambulantHtypeH[HspinalHmuscularH
atrophyHPèαyqtèsHpartHZQeHaHphaseH[THdoubleUblindTHrandomisedTHplaceboUcontrolledHtrialVVHLanceta
NeurologynaTheTH2022THZYTH]ZU5Z

24.1 9

177 xitochondrialHepilepsyeHaHcrossUsectionalHnationwideHttalianHsurveyVHNeurogeneticsTH2020THZYTHcbUda 3 9

176 ValidationHofHlowUcostHsystemHforHgaitHassessmentHinHchildrenHwithHataxiaVHComputeraMethodsaanda
ProgramsainaBiomedicineTH2020THYdaTHYX5bX5 6.9 9

175 qerroptosisHinHqriedreichOsHltaxiaeHlHxetalUtnducedHyeurodegenerativeHoiseaseVHBiomoleculesTH2020TH
YXTH 5.9 9

174 l–z–öYWnzlcHassistsHnzXHassemblyHandHisHoppositelyHregulatedHbyHα–èHandHRzèVHEMBOaMoleculara
MedicineTH2019THYYTH 12 9

173 yonUinvasiveHqocalHxechanicalHVibrationsHoeliveredHbyHWearableHoeviceseHlnHzpenUwabelH–ilotH
ètudyHinHnhildhoodHltaxiaVHFrontiersainaNeurologyTH2018THdTHc]d 4.1 9

172 lgeHrelatedHtreatmentHeffectHinHtypeHttHèpinalHxuscularHltrophyHpediatricHpatientsHtreatedHwithH
nusinersenVHNeuromuscularaDisordersTH2021TH[YTH5daUaXZ 2.9 9

171 XUlinkedHcongenitalHataxiaeHaHclinicalHandHgeneticHstudyVHAmericanaJournalaofaMedicalaGeneticsaPartaATH
2000THdZTH5[Ua 9

170 oeHnovoHpVö[aZRHmutationHinHxzRnZHcausesHearlyHonsetHcerebellarHataxiaTHaxonalHpolyneuropathyH
andHnocturnalHhypoventilationVHBrainTH2017THY]XTHe[] 11.2 8

169 norticospinalHtractHdamageHinHsssHsyndromeeHaHmetabolicHcauseHofHhereditaryHspasticHparaplegiaVH
OrphanetaJournalaofaRareaDiseasesTH2019THY]THZXc 4.2 8

168 öαmmHVariantsHαnderlyingHoifferentH–henotypesHResultHinHllteredHVesicleHöraffickingHandH
xicrotubuleHoynamicsVHInternationalaJournalaofaMolecularaSciencesTH2020THZYTH 6.3 8

167 yovelHhomozygousHrmlZHmutationHinHaHpatientHwithHcomplicatedHspasticHparaplegiaVHClinicala
NeurologyaandaNeurosurgeryTH2018THYacTHaXUa[ 2 8

166 OlmishHyemalineHxyopathyOHinHZHttalianHsiblingsHharbouringHaHnovelHhomozygousHmutationHinH
öroponinUtHgeneVHNeuromuscularaDisordersTH2019THZdTHbaaUbbX 2.9 8

165 YadthHpyxnHtnternationalHWorkshopHRareHètructuralHnongenitalHxyopathiesHaUcHyovemberHZXXdTH
yaardenTHöheHyetherlandsVHNeuromuscularaDisordersTH2011THZYTH[a[Ub] 2.9 8

164 qatalHinfantileHleukodystrophyeHaHsevereHvariantHofHnlnsWVWxHsyndromeTHallelicHtoHchromosomeH
[qZbVHNeurologyTH2002TH5cTHYaYUZ 6.5 8

163 –resymptomaticHdiagnosisHofHspinalHmuscularHatrophyHPèxlQHtttHconfirmedHbyHdeletionHanalysisHofH
theHsurvivalHmotorHneuronHgeneVHAmericanaJournalaofaMedicalaGeneticsaPartaATH1995TH5dTHYXYUZ 8

(1995-2014)
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162 xitochondrialHoynamicseHxolecularHxechanismsTHRelatedH–rimaryHxitochondrialHoisordersHandH
öherapeuticHlpproachesVHGenesTH2021THYZTH 4.2 8

161
yovelHmutationHinHmitochondrialHplongationHqactorHpqUöuHassociatedHtoHdysplasticH
leukoencephalopathyHandHdefectiveHmitochondrialHoylHtranslationVHBiochimicaaEtaBiophysicaaActaaoa
MolecularaBasisaofaDiseaseTH2017THYca[THdaYUdab

6.9 7

160 miallelicHVariantsHinHtheHyuclearH–oreHnomplexH–roteinHyα–d[HlreHlssociatedHwithHyonUprogressiveH
nongenitalHltaxiaVHCerebellumTH2019THYcTH]ZZU][Z 4.3 7

159 lHmildHformHofHadenylosuccinateHlyaseHdeficiencyHinHabsenceHofHtypicalHbrainHxRtHfeaturesHdiagnosedH
byHwholeHexomeHsequencingVHItalianaJournalaofaPediatricsTH2017TH][THa5 3.2 7

158 öheH–otentialHofHi–ènsHforHtheHöreatmentHofH–rematureHlgingHoisordersVHInternationalaJournalaofa
MolecularaSciencesTH2017THYcTH 6.3 7

157 yovelHsomozygousHvnyuYXHxutationHinHaH–atientHwithHyonUsyndromicHparlyUznsetHnerebellarH
ltaxiaVHCerebellumTH2018THYbTH]ddU5X[ 4.3 7

156 pxpandingHtheHhistopathologicalHspectrumHofHnqwZUrelatedHmyopathiesVHClinicalaGeneticsTH2018THd[THYZ[]UYZ[d4 7

155 tmmuneUmediatedHripplingHmuscleHdiseaseHandHmyastheniaHgravisVHJournalaofaNeuroimmunologyTH
2016THZddTH5dUaY 3.5 7

154 –renatalHdiagnosisHofHspinalHmuscularHatrophyHwithHrespiratoryHdistressHPèxlRoYQHinHaHtwinH
pregnancyVHPrenatalaDiagnosisTH2004THZ]THc[dU]Y 3.2 7

153 lHnovelHnonsenseHmutationHP 5XdXQHinHthreeHttalianHlateUinfantileHneuronalHceroidUlipofuscinosisH
childrenVHHumanaMutationTH2000THY5TH5bb 4.7 7

152 hrqRalphaU]eHaHnewHmemberHofHtheHroyqHreceptorHfamilyHandHaHcandidateHforHymtlVHPediatrica
NeurologyTH2001THZ5THY5aUaY 2.9 7

151 lHnovelHmutationHPRZbYXQHinHtheHmyotubularinHgeneHcausesHaHsevereHmiotubularHmyopathyVHHumana
HeredityTH1999TH]dTH5dUaX 1.1 7

150
XUlinkedHneurodegenerativeHsyndromeHwithHcongenitalHataxiaTHlateUonsetHprogressiveHmyoclonicH
encephalopathyHandHselectiveHmacularHdegenerationTHlinkedHtoHXpZZV[[UpterVHAmericanaJournalaofa
MedicalaGeneticsaPartaATH1996THa]THadUbZ

7

149 –resymptomaticHdiagnosisHofHèxlHtttHbyHgenotypeHanalysisVHAmericanaJournalaofaMedicalaGeneticsa
PartaATH1993TH]5TH]XcUYY 7

148 èenescenceUassociatedHultrastructuralHfeaturesHofHlongUtermHculturesHofHinducedHpluripotentHstemH
cellsHPi–ènsQVHAgingTH2017THdTHZZXdUZZZZ 5.6 7

147 sereditaryHspasticHparaplegiaHisHaHnovelHphenotypeHforHgermlineHdeHnovoHlö–YlYHmutationVHClinicala
GeneticsTH2020THdbTH5ZYU5Za 4 7

146 zneUyearHoutcomeHofHcoenzymeH YXHsupplementationHinHataxiaHPlRnlZQVHCerebellumaandaAtaxiasTH
2019THaTHY5 1.7 7

145 noreUrodHmyopathyHdueHtoHaHnovelHmutationHinHmömW–zZHdomainHofHvmömoY[HmanifestingHasHlateH
onsetHwrxoVHActaaNeuropathologicaaCommunicationsTH2018THaTHd] 7.3 7
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144 yUacetylaspartylglutamateHPyllrQHinH–elizaeusUxerzbacherHdiseaseVHAdvancesainaExperimentala
MedicineaandaBiologyTH2006TH5baTH[5[UdfHdiscussionH[aYU[ 3.6 7

143 xovementHdisordersHinHlolRYHdiseaseeHtnsightsHfromHaHcomprehensiveHcohortVHParkinsonismaanda
RelatedaDisordersTH2020THbdTHYXXUYX] 3.6 6

142 èerumHuricHacidHinHqriedreichHltaxiaVHClinicalaBiochemistryTH2018TH5]THY[dUY]Y 3.5 6

141 oeepHintronicHvariationHinHsplicingHregulatoryHelementHofHtheHpRnncHgeneHassociatedHwithHsevereH
butHlongUtermHsurvivalHnockayneHsyndromeVHEuropeanaJournalaofaHumanaGeneticsTH2018THZaTH5ZbU5[a 5.3 6

140 nytoskeletalHdynamicsHduringHinHvitroHneurogenesisHofHinducedHpluripotentHstemHcellsHPi–ènsQVH
MolecularaandaCellularaNeurosciencesTH2016THbbTHYY[UYZ] 4.8 6

139 sighHconcentrationsHofHsZzZHtriggerHhypertrophicHcascadeHandHphosphataseHandHtensinHhomologueH
P–öpyQHglutathionylationHinHsdcZHcardiomyocytesVHExperimentalaandaMolecularaPathologyTH2016THYXXTHYddUZXa4.4 6

138 ètemHcellsHinHsevereHinfantileHspinalHmuscularHatrophyVHNeuromuscularaDisordersTH2012THZZTHYYX5 2.9 6

137 yovelHlargeUrangeHmitochondrialHoylHdeletionsHandHfatalHmultisystemicHdisorderHwithHprominentH
hepatopathyVHBiochemicalaandaBiophysicalaResearchaCommunicationsTH2011TH]Y5TH[XXU] 3.4 6

136 –roteinHglutathionylationHinHcellularHcompartmentseHaHconstitutiveHredoxHsignalVHRedoxaReportTH2012TH
YbTHa[UbY 5.9 6

135 XUlinkedHadrenoleukodystrophyeHfirstHreportHofHtheHttalianHètudyHrroupVHItalianaJournalaofa
NeurologicalaSciencesTH1998THYdTH[Y5Ud 6

134 nurrentHmethodologicalHissuesHinHtheHstudyHofHchildrenHwithHinheritedHneuromuscularHdisordersVH
DevelopmentalaMedicineaandaChildaNeurologyTH2008TH5XTH]YbUZY 3.3 6

133 öwoHnovelHmissenseHmutationsHcausingHadrenoleukodystrophyHinHttalianHpatientsVHMolecularaanda
CellularaProbesTH1999THY[THYbdUcZ 3.3 6

132 RespiratoryUchainHandHpyruvateHmetabolismHdefectseHttalianHcollaborativeHsurveyHonHbZHpatientsVH
JournalaofaInheritedaMetabolicaDiseaseTH1996THYdTHY][Uc 5.4 6

131 miopsyHdiagnosisHofHaHcaseHofHadultHonsetHorthochromaticHleukodystrophyVHnlinicalHandHbrainHbiopsyH
findingsVHItalianaJournalaofaNeurologicalaSciencesTH1992THY[THbcbUdZ 6

130 tdentifyingHtheHdynamicsHofHactinHandHtubulinHpolymerizationHinHi–ènsHandHinHi–ènUderivedHneuronsVH
OncotargetTH2017THcTHYYYXdaUYYYYXd 3.3 6

129 ltalurenHdelaysHlossHofHambulationHandHrespiratoryHdeclineHinHnonsenseHmutationHouchenneH
muscularHdystrophyHpatientsVHJournalaofaComparativeaEffectivenessaResearchTH2021TH 2.1 6

128 xitochondrialHandH–eroxisomalHllterationsHnontributeHtoHpnergyHoysmetabolismHinHRiboflavinH
öransporterHoeficiencyVHOxidativeaMedicineaandaCellularaLongevityTH2020THZXZXTHacZYZ]b 6.7 6

127 yusinersenHinHpediatricHandHadultHpatientsHwithHtypeHtttHspinalHmuscularHatrophyVHAnnalsaofaClinicala
andaTranslationalaNeurologyTH2021THcTHYaZZUYa[] 5.3 6

(2021-2006)

33



126 yovelHoominantHxutationHinHmtyYHreneHnausingHxildHnentronuclearHxyopathyHRevealedHbyH
xyalgiasHandHnvHplevationVHJournalaofaNeuromuscularaDiseasesTH2016TH[THYYYUYY] 5 6

125 nongenitalUonsetHspasticHparaplegiaHinHaHpatientHwithHöαmm]lHmutationHandHmildHhypomyelinationVH
JournalaofatheaNeurologicalaSciencesTH2016TH[acTHY]5Ua 3.2 6

124 tmpairedHurinaryHconcentrationHabilityHisHaHsensitiveHpredictorHofHrenalHdiseaseHprogressionHinH
uoubertHsyndromeVHNephrologyaDialysisaTransplantationTH2020TH[5THYYd5UYZXZ 4.3 6

123 nlinicalHandHradiologicalHprofileHofHpatientsHwithHspinalHmuscularHatrophyHtypeH]VHEuropeanaJournalaofa
NeurologyTH2021THZcTHaXdUaYd 6 6

122
RhoUkinaseHsignalingHcontrolsHnucleocytoplasmicHshuttlingHofHclassHttaHhistoneHdeacetylaseHPsolnbQH
andHtranscriptionalHactivationHofHorphanHnuclearHreceptorHyR]lYVHBiochemicalaandaBiophysicala
ResearchaCommunicationsTH2015TH]5dTHYbdUYc[

3.4 5

121 lcuteHmyeloidHleukemiaHinHaH[HyearsHoldHchildHwithHcleidocranialHdysplasiaVHLeukemiaaandaLymphomaTH
2016TH5bTHZYcdUdY 1.9 5

120 zldHmeasuresHandHnewHscoresHinHspinalHmuscularHatrophyHpatientsVHMuscleaandaNerveTH2015TH5ZTH][5Ub 3.4 5

119 öheHempowermentHofHtranslationalHresearcheHlessonsHfromHlaminopathiesVHOrphanetaJournalaofaRarea
DiseasesTH2012THbTH[b 4.2 5

118 qibroblastHautofluorescenceHinHconnectiveHtissueHdisorderseHaHfutureHtoolHforHclinicalHandHdifferentialH
diagnosisjVHJournalaofaBiomedicalaOpticsTH2008THY[THX5]XZ5 3.5 5

117
lHmitochondrialHlö–aseHaHmutationHisHassociatedHwithHweighHsyndromeHinHaHfamilyHandHaffectsH
protonHflowHandHadenosineHtriphosphateHoutputHwhenHmodeledHinHpscherichiaHcoliVHActaaPaediatricana
InternationalaJournalaofaPaediatricsTH2004THd[THa5Ub

3.1 5

116 yV–V]HX[HöheHnsz–HtyöpyoeHlHreliableHmotorHscaleHforHinfantsHwithHneuromuscularHdiseaseVH
NeuromuscularaDisordersTH2006THYaTHaac 2.9 5

115 –ierreHRobinHsyndromeHandHWilmsHtumoreHanHunusualHassociationVHMedicalaandaPediatricaOncologyTH
2000TH[5THc[U] 5

114 RemissionHinHdihydroxyphenylalanineUresponsiveHdystoniaVHMovementaDisordersTH1995THYXTHZZ[ 7 5

113 xyopathyHandHhypertrophicHcardiomyopathyHwithHselectiveHlysisHofHthickHfilamentsVHVirchowsaArchiva
AnaPathologicalaAnatomyaandaHistopathologyTH1993TH]ZZTH[ZbU[Y 5

112 VisualHanalysisHofHnewsHstreamsHwithHarticleHthreadsH2010TH 5

111 èpatioUtemporalHparametersHofHataxiaHgaitHdatasetHobtainedHwithHtheHvinectVHDataainaBriefTH2020TH[ZTHYXa[Xb1.2 5

110 seterozygousHvariantsHunderlieHaHwideHspectrumHofHneurodevelopmentalHandHneurodegenerativeH
disordersVHJournalaofaMedicalaGeneticsTH2021TH5cTH]b5U]c[ 5.8 5

109
lHnewHmultiplexHmethodHforHtheHdiagnosisHofHperoxisomalHdisordersHallowingHsimultaneousH
determinationHofHplasmaHveryUlongUchainHfattyHacidsTHphytanicTHpristanicTHdocosahexaenoicHandHbileH
acidsHbyHhighUperformanceHliquidHchromatographyUatmosphericHpressureHchemicalH
ionizationUtandemHmassHspectrometryVHClinicaaChimicaaActaTH2016TH]5cTHY5dUa]

6.2 5
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108 wongitudinalHgaitHassessmentHinHaHstiffHpersonHsyndromeVHInternationalaJournalaofaRehabilitationa
ResearchTH2018TH]YTH[bbU[bd 1.8 5

107 tènlYHmutationHinHaHpatientHwithHinfantileUonsetHleukodystrophyHcausesHdefectsHinHmitochondrialH
[]qeU]è]HproteinsVHHumanaMolecularaGeneticsTH2018THZbTH[a5X 5.6 5

106 wongUtermHfollowUupHofHpatientsHwithHtypeHZHandHnonUambulantHtypeH[HspinalHmuscularHatrophyH
PèxlQHtreatedHwithHolesoximeHinHtheHzwpzèHtrialVHNeuromuscularaDisordersTH2020TH[XTHd5dUdad 2.9 4

105 –redictiveHenergyHequationsHforHspinalHmuscularHatrophyHtypeHtHchildrenVHAmericanaJournalaofaClinicala
NutritionTH2020THYYYTHdc[Udda 7 4

104 pvaluationHofHgaitHinHouchenneHxuscularHoystrophyeHRelationHofH[oHgaitHanalysisHtoHclinicalH
assessmentVHNeuromuscularaDisordersTH2019THZdTHdZXUdZd 2.9 4

103 èomaticHmosaicismHrepresentsHanHunderestimatedHeventHunderlyingHcollagenHaUrelatedHdisordersVH
EuropeanaJournalaofaPaediatricaNeurologyTH2017THZYTHcb[Ucc[ 3.8 4

102 αniparentalHdisomyHofHchromosomeHYHunmasksHrecessiveHmutationsHofH––öYHinHaHboyHwithHneuronalH
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