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569 oysferlinSGaGnovelGskeletalGmuscleGgeneSGisGmutatedGinGxiyoshiGmyopathyGandGlimbGgirdleGmuscularG
dystrophyUGNatureUGeneticsSG1998SGYWSGZXTa 36.3 735

568 lssessmentGofGmitochondrialGrespiratoryGchainGenzymaticGactivitiesGonGtissuesGandGculturedGcellsUG
NatureUProtocolsSG2012SGbSGXYZ]T[a 18.8 539

567 xpwlSeGclinicalGfeaturesSGbiochemistrySGandGmolecularGgeneticsUGAnnalsUofUNeurologySG1992SGZXSGZdXTc 9.4 456

566
xpwlSGmutationGinGmtoylGbindingGsiteGforGtranscriptionGterminationGfactorGcausesGdefectsGinG
proteinGsynthesisGandGinGrespirationGbutGnoGchangeGinGlevelsGofGupstreamGandGdownstreamGmatureG
transcriptsUGProceedingsUofUtheUNationalUAcademyUofUSciencesUofUtheUUnitedUStatesUofUAmericaSG1992SG
cdSG[YYXT]

11.5 455

565 narnitineGdeficiencyGofGhumanGskeletalGmuscleGwithGassociatedGlipidGstorageGmyopathyeGaGnewG
syndromeUGScienceSG1973SGXbdSGcddTdWY 33.3 437

564 metaTsarcoglycanGOlZbPGmutationsGcauseGautosomalGrecessiveGmuscularGdystrophyGwithGlossGofGtheG
sarcoglycanGcomplexUGNatureUGeneticsSG1995SGXXSGYaaTbZ 36.3 405

563 reneGforGchronicGproximalGspinalGmuscularGatrophiesGmapsGtoGchromosomeG]qUGNatureSG1990SGZ[[SGbabTc 50.4 343

562 pxploringGtheGmolecularGbasisGforGvariabilityGamongGpatientsGwithGmeckerGmuscularGdystrophyeG
dystrophinGgeneGandGproteinGstudiesUGAmericanUJournalUofUHumanUGeneticsSG1991SG[dSG][Tab 11 281

561
SafetyGandGefficacyGofGeculizumabGinGantiTacetylcholineGreceptorGantibodyTpositiveGrefractoryG
generalisedGmyastheniaGgravisGOαprltyPeGaGphaseGZSGrandomisedSGdoubleTblindSGplaceboTcontrolledSG
multicentreGstudyUGLancetUNeurologykUTheSG2017SGXaSGdbaTdca

24.1 278

560 yuclearGenvelopeGdystrophiesGshowGaGtranscriptionalGfingerprintGsuggestingGdisruptionGofGαbTxyooG
pathwaysGinGmuscleGregenerationUGBrainSG2006SGXYdSGddaTXWXZ 11.2 250

559 tmprovedGdiagnosisGofGmeckerGmuscularGdystrophyGbyGdystrophinGtestingUGNeurologySG1989SGZdSGXWXXTb 6.5 217

558 SystemicGcarnitineGdeficiencyTTaGtreatableGinheritedGlipidTstorageGdiseaseGpresentingGasGαeyeNsG
syndromeUGNewUEnglandUJournalUofUMedicineSG1980SGZWZSGXZcdTd[ 59.2 215

557 xutationsGinGtheGsarcoglycanGgenesGinGpatientsGwithGmyopathyUGNewUEnglandUJournalUofUMedicineSG
1997SGZZaSGaXcTY[ 59.2 196

556 norrelatingGphenotypeGandGgenotypeGinGtheGperiodicGparalysesUGNeurologySG2004SGaZSGXa[bT]] 6.5 177

555 nerebellarGataxiaGandGcoenzymeG—XWGdeficiencyUGNeurologySG2003SGaWSGXYWaTc 6.5 174

554 lGmulticenterSGdoubleTblindSGrandomizedGtrialGofGdeflazacortGversusGprednisoneGinGouchenneG
muscularGdystrophyUGMuscleUandUNerveSG2000SGYZSGXZ[[Tb 3.4 170

553 xyotonicGdystrophyeGevidenceGforGaGpossibleGdominantTnegativeGαylGmutationUGHumanUMolecularU
GeneticsSG1995SG[SG]ddTaWa 5.6 169
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552 SurvivalGmotorGneuronGgeneGtranscriptGanalysisGinGmusclesGfromGspinalGmuscularGatrophyGpatientsUG
BiochemicalUandUBiophysicalUResearchUCommunicationsSG1995SGYXZSGZ[YTc 3.4 169

551 tnfantileGencephalomyopathyGandGnephropathyGwithGno—XWGdeficiencyeGaGno—XWTresponsiveG
conditionUGNeurologySG2005SGa]SGaWaTc 6.5 168

550 S––XGgenotypeGisGaGdeterminantGofGdiseaseGseverityGinGouchenneGmuscularGdystrophyUGNeurologySG
2011SGbaSGYXdTYa 6.5 150

549 lGpointGmutationGinGtheG]NGspliceGsiteGofGtheGdystrophinGgeneGfirstGintronGresponsibleGforGXTlinkedG
dilatedGcardiomyopathyUGHumanUMolecularUGeneticsSG1996SG]SGbZTd 5.6 147

548 tncreasesGinGwalkingGdistanceGinGpatientsGwithGperipheralGvascularGdiseaseGtreatedGwithGwTcarnitineeGaG
doubleTblindSGcrossToverGstudyUGCirculationSG1988SGbbSGbabTbZ 16.7 143

547 narnitineGdeficiencySGorganicGacidemiasSGandGαeyeNsGsyndromeUGNeurologySG1985SGZ]SGXW[XT] 6.5 139

546 lGstopTcodonGmutationGinGtheGhumanGmtoylGcytochromeGcGoxidaseGtGgeneGdisruptsGtheGfunctionalG
structureGofGcomplexGtVUGAmericanUJournalUofUHumanUGeneticsSG1999SGa]SGaXXTYW 11 138

545 oisruptionGofGskeletalGmuscleGmitochondrialGnetworkGgenesGandGmiαylsGinGamyotrophicGlateralG
sclerosisUGNeurobiologyUofUDiseaseSG2013SG[dSGXWbTXb 7.5 137

544 TheGroleGofGcorticosteroidsGinGmuscularGdystrophyeGaGcriticalGappraisalUGMuscleUandUNerveSG2007SGZaSG[Y[TZ]3.4 137

543 xyocardialGinvolvementGisGveryGfrequentGamongGpatientsGaffectedGwithGsubclinicalGmeckerNsG
muscularGdystrophyUGCirculationSG1996SGd[SGZXacTb] 16.7 137

542 –henotypicGheterogeneityGofGtheGcZ[[lirGmtoylGIxpααqIGmutationUGNeurologySG2013SGcWSGYW[dT][ 6.5 135

541 oeflazacortGinGouchenneGdystrophyeGstudyGofGlongTtermGeffectUGMuscleUandUNerveSG1994SGXbSGZcaTdX 3.4 130

540 αeliabilityGofGtheGyorthGStarGlmbulatoryGlssessmentGinGaGmulticentricGsettingUGNeuromuscularU
DisordersSG2009SGXdSG[]cTaX 2.9 125

539 oystrophinopathyGinGisolatedGcasesGofGmyopathyGinGfemalesUGNeurologySG1992SG[YSGdabTb] 6.5 114

538 SpinalGandGbulbarGmuscularGatrophyeGskeletalGmuscleGpathologyGinGmaleGpatientsGandGheterozygousG
femalesUGJournalUofUtheUNeurologicalUSciencesSG2008SGYa[SGXWWT] 3.2 109

537 sumanGskeletalGmuscleGatrophyGinGamyotrophicGlateralGsclerosisGrevealsGaGreductionGinGlktGandGanG
increaseGinGatroginTXUGFASEBUJournalSG2006SGYWSG]cZT] 0.9 109

536 xuscleGxαtGfindingsGinGpatientsGwithGlimbGgirdleGmuscularGdystrophyGwithGcalpainGZGdeficiencyG
OwrxoYlPGandGearlyGcontracturesUGNeuromuscularUDisordersSG2005SGX]SGXa[TbX 2.9 108

535 renomicGorganizationGofGtheGdysferlinGgeneGandGnovelGmutationsGinGxiyoshiGmyopathyUGNeurologySG
2001SG]bSGYbXTc 6.5 108

(2001-1995)
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534 xtoylGmutationsGassociatedGwithGweberNsGhereditaryGopticGneuropathyeGstudiesGonGcytoplasmicG
hybridGOcybridPGcellsUGBiochemicalUandUBiophysicalUResearchUCommunicationsSG1995SGYXWSGccWTc 3.4 108

533 wamininGalphaYGmuscularGdystrophyeGgenotypeVphenotypeGstudiesGofGYYGpatientsUGNeurologySG1998SG
]XSGXWXTXW 6.5 107

532 nardiacGinvolvementGinGmeckerGmuscularGdystrophyUGJournalUofUtheUAmericanUCollegeUofUCardiologySG
1993SGYYSGXdYbTZ[ 15.1 106

531 nardiacGandGrespiratoryGinvolvementGinGadvancedGstageGouchenneGmuscularGdystrophyUG
NeuromuscularUDisordersSG1996SGaSGZabTba 2.9 105

530 pqySGguidelinesGonGtheGdiagnosticGapproachGtoGpauciTGorGasymptomaticGhypernvemiaUGEuropeanU
JournalUofUNeurologySG2010SGXbSGbabTbZ 6 104

529 UbidecarenoneGinGtheGtreatmentGofGmitochondrialGmyopathieseGaGmultiTcenterGdoubleTblindGtrialUG
JournalUofUtheUNeurologicalUSciencesSG1990SGXWWSGbWTc 3.2 103

528 xutationsGthatGdisruptGtheGcarboxylTterminusGofGgammaTsarcoglycanGcauseGmuscularGdystrophyUG
HumanUMolecularUGeneticsSG1996SG]SGXc[XTb 5.6 102

527
naspaseGZGexpressionGcorrelatesGwithGskeletalGmuscleGapoptosisGinGouchenneGandGfacioscapuloG
humanGmuscularGdystrophyUGlGpotentialGtargetGforGpharmacologicalGtreatmentjUGJournalUofU
NeuropathologyUandUExperimentalUNeurologySG2001SGaWSGZWYTXY

3.1 99

526 norrelationGbetweenGcardiacGinvolvementGandGnTrGtrinucleotideGrepeatGlengthGinGmyotonicG
dystrophyUGJournalUofUtheUAmericanUCollegeUofUCardiologySG1995SGY]SGYZdT[] 15.1 98

525 reneticGepidemiologyGofGcongenitalGmuscularGdystrophyGinGaGsampleGfromGnorthTeastGttalyUGHumanU
GeneticsSG1996SGdbSGYbbTd 6.3 97

524 αegulationGofGpαTmitochondriaGcontactsGbyG–arkinGviaGxfnYUGPharmacologicalUResearchSG2018SGXZcSG[ZT]a 10.2 97

523 xuscleGpathologyGinGdysferlinGdeficiencyUGNeuropathologyUandUAppliedUNeurobiologySG2002SGYcSG[aXTbW 5.2 96

522 tdentificationGofG[]GnovelGmutationsGinGtheGnebulinGgeneGassociatedGwithGautosomalGrecessiveG
nemalineGmyopathyUGHumanUMutationSG2006SGYbSGd[aT]a 4.7 95

521 seartGinvolvementGinGmuscularGdystrophiesGdueGtoGsarcoglycanGgeneGmutationsUGMuscleUandUNerveSG
1999SGYYSG[bZTd 3.4 95

520 zbservationalGclinicalGstudyGinGjuvenileTadultGglycogenosisGtypeGYGpatientsGundergoingGenzymeG
replacementGtherapyGforGupGtoG[GyearsUGJournalUofUNeurologySG2012SGY]dSGd]YTc 5.5 93

519 lGmulticentreGfollowTupGstudyGofGXX]YGpatientsGwithGmyastheniaGgravisGinGttalyUGJournalUofUNeurology
SG1990SGYZbSGZZdT[[ 5.5 93

518 TheGmUZY[ZlirGmitochondrialGoylGmutationGandGrelatedGphenotypesUGlGmatterGofGgenderjUGJournalU
ofUNeurologySG2014SGYaXSG]W[TXW 5.5 91

517 –opulationGfrequencyGofGmyotonicGdystrophyeGhigherGthanGexpectedGfrequencyGofGmyotonicG
dystrophyGtypeGYGOoxYPGmutationGinGqinlandUGEuropeanUJournalUofUHumanUGeneticsSG2011SGXdSGbbaTcY 5.3 90
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516 xolecularGdiagnosisGinGwrxoYleGmutationGanalysisGorGproteinGtestingjUGHumanUMutationSG2004SGY[SG]YTaY 4.7 90

515 qacioscapulohumeralGmuscularGdystrophyeGepidemiologicalGandGmolecularGstudyGinGaGnorthTeastG
ttalianGpopulationGsampleUGClinicalUGeneticsSG2009SGb]SG]]WT] 4 88

514 narnitineGdeficiencyGofGskeletalGmuscleeGreportGofGaGtreatedGcaseUGNeurologySG1976SGYaSGaZZTb 6.5 88

513 wargeTscaleGpopulationGanalysisGchallengesGtheGcurrentGcriteriaGforGtheGmolecularGdiagnosisGofG
fascioscapulohumeralGmuscularGdystrophyUGAmericanUJournalUofUHumanUGeneticsSG2012SGdWSGaYcTZ] 11 86

512 zverexpressionGofGmicroαylTYWaGinGtheGskeletalGmuscleGfromGmyotonicGdystrophyGtypeGXGpatientsUG
JournalUofUTranslationalUMedicineSG2010SGcSG[c 8.5 86

511 –henotypeGmodulatorsGinGmyophosphorylaseGdeficiencyUGAnnalsUofUNeurologySG2003SG]ZSG[dbT]WY 9.4 86

510 tsGtheGcarboxylTterminusGofGdystrophinGrequiredGforGmembraneGassociationjGlGnovelSGsevereGcaseGofG
ouchenneGmuscularGdystrophyUGAnnalsUofUNeurologySG1991SGZWSGaW]TXW 9.4 86

509 lGstandardizedGclinicalGevaluationGofGpatientsGaffectedGbyGfacioscapulohumeralGmuscularGdystrophyeG
TheGqSsoGclinicalGscoreUGMuscleUandUNerveSG2010SG[YSGYXZTb 3.4 84

508 nomparativeGstudyGofGacidGmaltaseGdeficiencyUGmiochemicalGdifferencesGbetweenGinfantileSG
childhoodSGandGadultGtypesUGArchivesUofUNeurologySG1972SGYaSGZ[[Td 84

507 puropeanGconsensusGforGstartingGandGstoppingGenzymeGreplacementGtherapyGinGadultGpatientsGwithG
–ompeGdiseaseeGaGXWTyearGexperienceUGEuropeanUJournalUofUNeurologySG2017SGY[SGbacTeZX 6 81

506 Tlαom–GOTo–T[ZPGsequenceGanalysisGinGpatientsGwithGfamilialGandGsporadicGlwSeGidentificationGofGtwoG
novelGmutationsUGEuropeanUJournalUofUNeurologySG2009SGXaSGbYbTZY 6 81

505 lGnovelGdeletionGinGtheGrT–aseGdomainGofGz–lXGcausesGdefectsGinGmitochondrialGmorphologyGandG
distributionSGbutGnotGinGfunctionUGHumanUMolecularUGeneticsSG2008SGXbSGZYdXTZWY 5.6 80

504 TubularGaggregateseGsarcoplasmicGreticulumGoriginSGcalciumGstorageGabilitySGandGfunctionalG
implicationsUGMuscleUandUNerveSG1985SGcSGYddTZWa 3.4 80

503 αoleGofGgabapentinGinGspinalGmuscularGatrophyeGresultsGofGaGmulticenterSGrandomizedGttalianGstudyUG
JournalUofUChildUNeurologySG2003SGXcSG]ZbT[X 2.5 79

502 pvaluationGofGmuscleGbiopsyGinGlateTonsetGrSottGpatientsGbeforeGandGafterGenzymeGreplacementG
therapyGOpαTPUGBMCUMusculoskeletalUDisordersSG2013SGX[SG–XZ 2.8 78

501 mrainGinvolvementGinGmyotonicGdystrophieseGneuroimagingGandGneuropsychologicalGcomparativeG
studyGinGoxXGandGoxYUGJournalUofUNeurologySG2010SGY]bSGXY[aT]] 5.5 78

500 renotypeTphenotypeGcorrelationsGofGos–GreceptorGalphaGXTsubunitGgeneGmutationsGcausingG
hypokalemicGperiodicGparalysisUGNeuromuscularUDisordersSG1997SGbSGZZTc 2.9 78

499 TheGroleGofGautophagyGinGtheGpathogenesisGofGglycogenGstorageGdiseaseGtypeGttGOrSottPUGCellUDeathU
andUDifferentiationSG2012SGXdSGXadcTbWc 12.7 77

(2012-2004)
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498
reneticGandGbiochemicalGnormalizationGinGfemaleGcarriersGofGouchenneGmuscularGdystrophyeG
evidenceGforGfailureGofGdystrophinGproductionGinGdystrophinTcompetentGmyonucleiUGNeurologySG1995SG
[]SGabbTdW

6.5 77

497 wossGofGcalpainTZGautocatalyticGactivityGinGwrxoYlGpatientsGwithGnormalGproteinGexpressionUG
AmericanUJournalUofUPathologySG2003SGXaZSGXdYdTZa 5.8 76

496 UltrastructuralGchangesGinGdysferlinopathyGsupportGdefectiveGmembraneGrepairGmechanismUGJournalU
ofUClinicalUPathologySG2005SG]cSGXdWT] 3.9 76

495 oecorinGandGbiglycanGexpressionGisGdifferentiallyGalteredGinGseveralGmuscularGdystrophiesUGBrainSG
2005SGXYcSGY][aT]] 11.2 75

494 pxtensiveGscanningGofGtheGcalpainTZGgeneGbroadensGtheGspectrumGofGwrxoYlGphenotypesUGJournalU
ofUMedicalUGeneticsSG2005SG[YSGacaTdZ 5.8 74

493 noenzymeG—XWGisGfrequentlyGreducedGinGmuscleGofGpatientsGwithGmitochondrialGmyopathyUG
NeuromuscularUDisordersSG2010SGYWSG[[Tc 2.9 73

492 TheGclinicalGspectrumGofGsarcoglycanopathiesUGNeurologySG1999SG]YSGXbaTd 6.5 72

491 wargeGscaleGgenotypeTphenotypeGanalysesGindicateGthatGnovelGprognosticGtoolsGareGrequiredGforG
familiesGwithGfacioscapulohumeralGmuscularGdystrophyUGBrainSG2013SGXZaSGZ[WcTXb 11.2 71

490 qrequencyGofGwrxoGgeneGmutationsGinGttalianGpatientsGwithGdistinctGclinicalGphenotypesUGNeurologySG
2009SGbYSGX[ZYT] 6.5 71

489 TheGgeneticGbasisGofGundiagnosedGmuscularGdystrophiesGandGmyopathieseGαesultsGfromG]W[GpatientsUG
NeurologySG2016SGcbSGbXTa 6.5 70

488 TheGfrequencyGofGlimbGgirdleGmuscularGdystrophyGYlGinGnortheasternGttalyUGNeuromuscularUDisordersSG
2005SGX]SGYXcTY[ 2.9 70

487 αiboflavinGtherapyUGmiochemicalGheterogeneityGinGtwoGadultGlipidGstorageGmyopathiesUGBrainSG1999SG
XYYGOG–tGXYPSGY[WXTXX 11.2 70

486 xultisystemGtriglycerideGstorageGdisorderGwithGimpairedGlongTchainGfattyGacidGoxidationUGAnnalsUofU
NeurologySG1980SGbSG]TXW 9.4 70

485 narnitineSGcarnitineGacyltransferasesSGandGratGbrainGfunctionUGExperimentalUNeurologySG1982SGbcSGYc]TdY 5.7 70

484 nlinicalGandGmolecularGcharacterizationGofGpatientsGwithGlimbTgirdleGmuscularGdystrophyGtypeGYtUG
ArchivesUofUNeurologySG2005SGaYSGXcd[Td 68

483 pxploringGmentalGstatusGinGqriedreichNsGataxiaeGaGcombinedGneuropsychologicalSGbehavioralGandG
neuroimagingGstudyUGEuropeanUJournalUofUNeurologySG2006SGXZSGcYbTZ] 6 66

482 TheGroleGofGbotulinumGtoxinGinjectionGandGupperGesophagealGsphincterGmyotomyGinGtreatingG
oropharyngealGdysphagiaUGJournalUofUGastrointestinalUSurgerySG2004SGcSGddbTXWWa 3.3 65

481
reneralizedGlysosomeTassociatedGmembraneGproteinTYGdefectGexplainsGmultisystemGclinicalG
involvementGandGallowsGleukocyteGdiagnosticGscreeningGinGoanonGdiseaseUGAmericanUJournalUofU
PathologySG2006SGXacSGXZWdTYW

5.8 64
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480 tnvestigatingGtheGxechanismGofGnhromosomalGoeletioneGnharacterizationGofGZdGoeletionG
mreakpointsGinGtntronsG[bGandG[cGofGtheGsumanGoystrophinGreneUGGenomicsSG2002SGcWSG]YZT]ZW 4.3 64

479 reneticGepidemiologyGofGmuscularGdystrophiesGresultingGfromGsarcoglycanGgeneGmutationsUGJournalU
ofUMedicalUGeneticsSG1997SGZ[SGdbZTb 5.8 63

478 somozygousGalphaTsarcoglycanGmutationGinGtwoGsiblingseGoneGasymptomaticGandGoneG
steroidTresponsiveGmildGlimbTgirdleGmuscularGdystrophyGpatientUGMuscleUandUNerveSG1998SGYXSGbadTb] 3.4 63

477 xotorGfunctionTmuscleGstrengthGrelationshipGinGspinalGmuscularGatrophyUGMuscleUandUNerveSG2004SG
YdSG][cT]Y 3.4 63

476 reneGexpressionGprofilingGinGdysferlinopathiesGusingGaGdedicatedGmuscleGmicroarrayUGHumanU
MolecularUGeneticsSG2002SGXXSGZYcZTdc 5.6 63

475 xuscleGcarnitineGdeficiencyGinGpatientsGwithGsevereGperipheralGvascularGdiseaseUGCirculationSG1991SG
c[SGX[dWT] 16.7 63

474 tmportanceGofGS––XGgenotypeGasGaGcovariateGinGclinicalGtrialsGinGouchenneGmuscularGdystrophyUG
NeurologySG2012SGbdSGX]dTaY 6.5 62

473 yormalGmyogenesisGandGincreasedGapoptosisGinGmyotonicGdystrophyGtypeTXGmuscleGcellsUGCellUDeathU
andUDifferentiationSG2010SGXbSGXZX]TY[ 12.7 61

472 xemoryGdeficitsGandGretrievalGprocessesGinGlwSUGEuropeanUJournalUofUNeurologySG2003SGXWSGYYXTb 6 61

471 narnitineGdeficiencyGinducedGduringGhemodialysisGandGhyperlipidemiaeGeffectGofGreplacementG
therapyUGAmericanUJournalUofUClinicalUNutritionSG1981SGZ[SGX[daT]WW 7 61

470 nlinicalGandGgeneticGcharacterizationGofGnhanarinToorfmanGsyndromeUGBiochemicalUandUBiophysicalU
ResearchUCommunicationsSG2008SGZadSGXXY]Tc 3.4 60

469
TypeGXGfiberGabnormalitiesGinGskeletalGmuscleGofGpatientsGwithGhypertrophicGandGdilatedG
cardiomyopathyeGevidenceGofGsubclinicalGmyogenicGmyopathyUGJournalUofUtheUAmericanUCollegeUofU
CardiologySG1989SGX[SGX[a[TbZ

15.1 59

468 xαtGinGtheGassessmentGofGmuscularGpathologyeGaGcomparisonGbetweenGlimbTgirdleGmuscularG
dystrophiesSGhyalineGbodyGmyopathiesGandGmyotonicGdystrophiesUGRadiologiaUMedicaSG2010SGXX]SG]c]Tdd 6.5 58

467 nalpainTZGandGdysferlinGproteinGscreeningGinGpatientsGwithGlimbTgirdleGdystrophyGandGmyopathyUG
NeurologySG2001SG]aSGaaWT] 6.5 58

466 oystrophinTpositiveGfibersGinGouchenneGdystrophyeGoriginGandGcorrelationGtoGclinicalGcourseUGMuscleU
andUNerveSG1995SGXcSGXXX]TYW 3.4 58

465 xolecularGandGmuscleGpathologyGinGaGseriesGofGcaveolinopathyGpatientsUGHumanUMutationSG2005SGY]SGcYTd 4.7 57

464 tntegrinGalphaGbGbetaGXGinGmuscularGdystrophyVmyopathyGofGunknownGetiologyUGAmericanUJournalUofU
PathologySG2002SGXaWSGYXZ]T[Z 5.8 57

463 nognitiveGimpairmentGandGOnTrPnGexpansionGinGmyotonicGdystrophyGpatientsUGBiologicalUPsychiatrySG
1999SG[aSG[Y]TZX 7.9 57

(1999-2002)
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462 TheGitalianGlimbGgirdleGmuscularGdystrophyGregistryeGαelativeGfrequencySGclinicalGfeaturesSGandG
differentialGdiagnosisUGMuscleUandUNerveSG2017SG]]SG]]Tac 3.4 56

461 xyotoniaGandGtheGmuscleGchlorideGchanneleGdominantGmutationsGshowGvariableGpenetranceGandG
founderGeffectUGNeurologySG1996SG[bSGdaZTc 6.5 56

460 SensorySGmotorSGandGautonomicGneuropathyGinGpatientsGwithGmultipleGsymmetricGlipomatosisUG
MedicineUfUnitedUStatesgSG1985SGa[SGZccTdZ 1.8 56

459 yextGgenerationGsequencingGonGpatientsGwithGwrxoGandGnonspecificGmyopathieseGqindingsG
associatedGwithGlyz]GmutationsUGNeuromuscularUDisordersSG2015SGY]SG]ZZT[X 2.9 55

458 oominantGwxylGmutationsGcanGcauseGcombinedGmuscularGdystrophyGandGperipheralGneuropathyUG
JournalUofUNeurologykUNeurosurgeryUandUPsychiatrySG2005SGbaSGXWXdTYX 5.5 55

457 αedefiningGphenotypesGassociatedGwithGmitochondrialGoylGsingleGdeletionUGJournalUofUNeurologySG
2015SGYaYSGXZWXTd 5.5 53

456 yextTgenerationGsequencingGidentifiesGtransportinGZGasGtheGcausativeGgeneGforGwrxoXqUGPLoSUONESG
2013SGcSGeaZ]Za 3.7 53

455 xuscularGdystrophyGwithGmarkedGoysferlinGdeficiencyGisGconsistentlyGcausedGbyGprimaryGdysferlinG
geneGmutationsUGEuropeanUJournalUofUHumanUGeneticsSG2011SGXdSGdb[TcW 5.3 53

454 qacioscapulohumeralGmuscularGdystrophyGandGoccurrenceGofGheartGarrhythmiaUGEuropeanUNeurologySG
2006SG]aSGXT] 2.1 53

453 xitochondriaTlipidTglycogenGOxwrPGdiseaseGofGmuscleUGlGmorphologicallyGregressiveGcongenitalG
myopathyUGArchivesUofUNeurologySG1973SGYdSGXaYTd 53

452 αylGmetabolismGinGmyotonicGdystrophyeGpatientGmuscleGshowsGdecreasedGinsulinGreceptorGαylGandG
proteinGconsistentGwithGabnormalGinsulinGresistanceUGJournalUofUClinicalUInvestigationSG1997SGddSGXadXTc 15.9 53

451 nirculatingGmicroαylsGasGbiomarkersGofGmuscleGdifferentiationGandGatrophyGinGlwSG2016SGZ]SGYYTZW 53

450 zldGandGnewGtherapeuticGdevelopmentsGinGsteroidGtreatmentGinGouchenneGmuscularGdystrophyUGActaU
MyologicaSG2012SGZXSGdTX] 1.6 52

449 oifferentGatrophyThypertrophyGtranscriptionGpathwaysGinGmusclesGaffectedGbyGsevereGandGmildG
spinalGmuscularGatrophyUGBMCUMedicineSG2009SGbSGX[ 11.4 51

448 wongTtermGcyclosporineGtreatmentGinGaGgroupGofGsevereGmyastheniaGgravisGpatientsUGJournalUofU
NeurologySG1997SGY[[SG][YTb 5.5 51

447 wrxoYpGpatientsGriskGdevelopingGdilatedGcardiomyopathyUGNeuromuscularUDisordersSG2003SGXZSGZWZTd 2.9 51

446 TyqT˛–TtnducedGmicroαylsGnontrolGoystrophinGpxpressionGinGmeckerGxuscularGoystrophyUGCellU
ReportsSG2015SGXYSGXabcTdW 10.6 50

445 xolecularGpathologyGandGenzymeGprocessingGinGvariousGphenotypesGofGacidGmaltaseGdeficiencyUG
NeurologySG2008SGbWSGaXbTYa 6.5 50
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444
noordinatedGandGreversibleGreductionGofGenzymesGinvolvedGinGterminalGoxidativeGmetabolismGinG
skeletalGmuscleGmitochondriaGfromGaGriboflavinTresponsiveSGmultipleGacylTnolGdehydrogenaseG
deficiencyGpatientUGElectrophoresisSG2006SGYbSGXXcYTdc

3.6 50

443 –redictionGofGmyotonicGdystrophyGclinicalGseverityGbasedGonGtheGnumberGofGintragenicG[nTr]nG
trinucleotideGrepeatsUGAmericanUJournalUofUMedicalUGeneticsUPartUASG1996SGa]SGZ[YTb 50

442 TheGpuromiomankGyetworkeGXWGyearsGofGhandsTonGexperienceGofGcollaborativeSGtransnationalG
biobankingGforGrareGdiseasesUGEuropeanUJournalUofUHumanUGeneticsSG2015SGYZSGXXXaTYZ 5.3 49

441 tmpairedGautophagyGcontributesGtoGmuscleGatrophyGinGglycogenGstorageGdiseaseGtypeGttGpatientsUG
AutophagySG2012SGcSGXadbTbWW 10.2 49

440 αightGhemisphereGdysfunctionGandGemotionalGprocessingGinGlwSeGanGfxαtGstudyUGJournalUofUNeurology
SG2010SGY]bSGXdbWTc 5.5 49

439 –revalenceGofGdystrophinTpositiveGfibersGinGc]GouchenneGmuscularGdystrophyGpatientsUG
NeuromuscularUDisordersSG1992SGYSG[XT] 2.9 49

438 αeliabilityGofGtheGplGpscorialGdiagnosticGcriteriaGforGamyotrophicGlateralGsclerosisUGNeuroepidemiologySG
2002SGYXSGYa]TbW 5.4 48

437 –rognosticGfactorsGinGmildGdystrophinopathiesUGJournalUofUtheUNeurologicalUSciencesSG1996SGX[YSGbWTc 3.2 48

436 lutophagyGdysregulationGinGoanonGdiseaseUGCellUDeathUandUDiseaseSG2017SGcSGeY]a] 9.8 47

435 αadiologicalGevidenceGofGsubclinicalGdysphagiaGinGmotorGneuronGdiseaseUGJournalUofUNeurologySG1998SG
Y[]SGYXXTa 5.5 47

434 nlinicalGvarietiesGofGcarnitineGandGcarnitineGpalmitoyltransferaseGdeficiencyUGClinicalUBiochemistrySG
1987SGYWSGXTb 3.5 47

433 qingerprintGbodyGmyopathySGaGnewlyGrecognizedGcongenitalGmuscleGdiseaseUGMayoUClinicUProceedingsSG
1972SG[bSGZbbTcc 6.4 47

432 αiskGofGarrhythmiaGinGtypeGtGmyotonicGdystrophyeGtheGroleGofGclinicalGandGgeneticGvariablesUGJournalUofU
NeurologykUNeurosurgeryUandUPsychiatrySG2009SGcWSGbdWTZ 5.5 46

431 sighGplasmaGcreatineGkinaseeGreviewGofGtheGliteratureGandGproposalGforGaGdiagnosticGalgorithmUG
NeurologicalUSciencesSG2006SGYbSGZWZTXX 3.5 46

430 TargetingGderegulatedGlx–vVmTzαnXGpathwaysGimprovesGmuscleGfunctionGinGmyotonicGdystrophyG
typeGtUGJournalUofUClinicalUInvestigationSG2017SGXYbSG][dT]aZ 15.9 45

429 oiseaseGawarenessGinGmyotonicGdystrophyGtypeGXeGanGobservationalGcrossTsectionalGstudyUGOrphanetU
JournalUofURareUDiseasesSG2016SGXXSGZ[ 4.2 45

428 qriedreichNsGdiseaseeGVUGVariantGformGwithGvitaminGpGdeficiencyGandGnormalGfatGabsorptionUGNeurology
SG1987SGZbSGacTb[ 6.5 45

427 renotypeTphenotypeGcorrelationGinG–ompeGdiseaseSGaGstepGforwardUGOrphanetUJournalUofURareU
DiseasesSG2014SGdSGXWY 4.2 44

(2014-2006)
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426 –roteinGandGgeneticGdiagnosisGofGlimbGgirdleGmuscularGdystrophyGtypeGYleGTheGyieldGandGtheGpitfallsUG
MuscleUandUNerveSG2015SG]YSGXaZTbZ 3.4 44

425 zptimizationGofGrespiratoryGchainGenzymaticGassaysGinGmuscleGforGtheGdiagnosisGofGmitochondrialG
disordersUGMitochondrionSG2011SGXXSGcdZTdW[ 4.9 44

424
xyeloTopticoTneuropathyGinGcopperGdeficiencyGoccurringGafterGpartialGgastrectomyUGooGsmallGbowelG
bacterialGovergrowthGsyndromeGandGoccultGzincGingestionGtipGtheGbalancejUGJournalUofUNeurologySG
2007SGY][SGXWXYTb

5.5 44

423 nlinicalGandGmolecularGstudyGinGcongenitalGmuscularGdystrophyGwithGpartialGlamininGalphaGYGOwlxlYPG
deficiencyUGHumanUMutationSG2003SGYXSGXWZTXX 4.7 44

422 yeuromuscularGdamageGafterGhyperthermicGisolatedGlimbGperfusionGinGpatientsGwithGmelanomaGorG
sarcomaGtreatedGwithGchemotherapeuticGagentsUGCancerUChemotherapyUandUPharmacologySG2000SG[aSG]XbTYY3.5 44

421 norrelationGbetweenGclinicalGandGmolecularGfeaturesGinGtwoGxpwlSGfamiliesUGJournalUofUtheU
NeurologicalUSciencesSG1992SGXXZSGYYYTd 3.2 44

420 narnitineGdeficiencyeGacuteGpostpartumGcrisisUGAnnalsUofUNeurologySG1978SG[SG]]cTaX 9.4 44

419 nlinicalGexpressionGofGfacioscapulohumeralGmuscularGdystrophyGinGcarriersGofGXTZGo[Z[GreducedG
alleleseGexperienceGofGtheGqSsoGttalianGyationalGαegistryUGBMJUOpenSG2016SGaSGeWWbbdc 3 44

418 xolecularGcharacterizationGofGmyophosphorylaseGdeficiencyGinGaGgroupGofGpatientsGfromGnorthernG
ttalyUGJournalUofUtheUNeurologicalUSciencesSG1996SGXZbSGX[Td 3.2 43

417 narnitineGpalmitylGtransferaseGdeficiencyeGclinicalGvariabilitySGcarrierGdetectionSGandG
autosomalTrecessiveGinheritanceUGNeurologySG1981SGZXSGccZTa 6.5 43

416 tnterpretingGreneticGVariantsGinGTitinGinG–atientsGWithGxuscleGoisordersUGJAMAUNeurologySG2018SGb]SG]]bT]a]17.2 42

415 TheGclinicalGcourseGofGcalpainopathyGOwrxoYlPGandGdysferlinopathyGOwrxoYmPUGNeurologicalU
ResearchSG2010SGZYSG[XTa 2.7 42

414 TheGnTrGrepeatGexpansionGsizeGcorrelatesGwithGtheGsplicingGdefectsGobservedGinGmusclesGfromG
myotonicGdystrophyGtypeGXGpatientsUGJournalUofUMedicalUGeneticsSG2008SG[]SGaZdT[a 5.8 42

413 nalpainGtttGmutationGanalysisGofGaGheterogeneousGlimbTgirdleGmuscularGdystrophyGpopulationUG
NeurologySG1999SG]YSGXWX]TYW 6.5 42

412 renotypeTphenotypeGcorrelationsGinGaGlargeGseriesGofGpatientsGwithGmuscleGtypeGn–TGttGdeficiencyUG
NeurologicalUResearchSG2011SGZZSGY[TZY 2.7 41

411 qamilialGneuromuscularGdiseaseGwithGtubularGaggregatesUGMuscleUandUNerveSG1985SGcSGYdXTc 3.4 41

410 yewGmotorGoutcomeGfunctionGmeasuresGinGevaluationGofGlateTonsetG–ompeGdiseaseGbeforeGandGafterG
enzymeGreplacementGtherapyUGMuscleUandUNerveSG2012SG[]SGcZXT[ 3.4 40

409 nlinicalGandGmolecularGcharacterizationGofGlimbTgirdleGmuscularGdystrophyGdueGtoGwlxlYGmutationsUG
MuscleUandUNerveSG2011SG[[SGbWZTd 3.4 40
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408 –referentialGcentralGnucleationGofGtypeGYGmyofibersGisGanGinvariableGfeatureGofGmyotonicGdystrophyG
typeGYUGMuscleUandUNerveSG2008SGZcSGX[W]TX[XX 3.4 40

407 nlinicalTmolecularGcorrelationGinGXW[GmildGXTlinkedGmuscularGdystrophyGpatientseGcharacterizationGofG
subTclinicalGphenotypesUGNeuromuscularUDisordersSG1994SG[SGZ[dT]c 2.9 40

406 TheGnaturalGhistoryGofGcardiacGinvolvementGinGmyotonicGdystrophyeGanGeightTyearGfollowTupGinGXbG
patientsUGClinicalUCardiologySG1988SGXXSGYZXTc 3.3 40

405 reneticGxodifiersGofGouchenneGxuscularGoystrophyGandGoilatedGnardiomyopathyUGPLoSUONESG2015SG
XWSGeWX[XY[W 3.7 40

404 wz–poGstudyeGlookingGforGanGearlyGdiagnosisGinGaGlateTonsetG–ompeGdiseaseGhighTriskGpopulationUG
JournalUofUNeurologykUNeurosurgeryUandUPsychiatrySG2016SGcbSG]TXX 5.5 39

403 nalpainGZGisGimportantGforGmuscleGregenerationeGevidenceGfromGpatientsGwithGlimbGgirdleGmuscularG
dystrophiesUGBMCUMusculoskeletalUDisordersSG2012SGXZSG[Z 2.8 39

402 xclrdleGdiseaseeGtheGmutationGspectrumGofG–YrxGinGaGlargeGttalianGcohortUGHumanUMutationSG2006SG
YbSGbXc 4.7 39

401 xYsbGgeneGmutationGinGmyosinGstorageGmyopathyGandGscapuloTperonealGmyopathyUGNeuromuscularU
DisordersSG2007SGXbSGZYXTd 2.9 39

400 nrossTreactiveGproteinGinGouchenneGmuscleUGLancetkUTheSG1989SGYSGXYXXTY 40 39

399 lGnovelGclinicalGtoolGtoGclassifyGfacioscapulohumeralGmuscularGdystrophyGphenotypesUGJournalUofU
NeurologySG2016SGYaZSGXYW[TX[ 5.5 39

398 qatigueGinGmuscularGdystrophiesUGNeuromuscularUDisordersSG2012SGYYGSupplGZSGSYX[TYW 2.9 38

397 nardiacGtransplantationGinGaGouchenneGmuscularGdystrophyGcarrierUGNeuromuscularUDisordersSG1998SG
cSG]c]TdW 2.9 38

396 ppidemiologyGofGmyotonicGdystrophyGinGttalyeGreTapprisalGafterGgeneticGdiagnosisUGClinicalUGeneticsSG
2001SG]dSGZ[[Td 4 38

395 ppidemiologyGofGspinalGmuscularGatrophiesGinGaGsampleGofGtheGttalianGpopulationUGNeuroepidemiologySG
1992SGXXSGZ[Tc 5.4 38

394 –rogressGandGchallengesGinGdiagnosisGofGdysferlinopathyUGMuscleUandUNerveSG2016SG][SGcYXTcZ] 3.4 38

393 nlinicalGandGgeneticGspectrumGinGlimbTgirdleGmuscularGdystrophyGtypeGYpUGNeurologySG2015SGc[SGXbbYTcX 6.5 37

392 αelationshipGbetweenGneuropsychologicalGimpairmentGandGgreyGandGwhiteGmatterGchangesGinG
adultTonsetGmyotonicGdystrophyGtypeGXUGNeuroImageyUClinicalSG2016SGXYSGXdWTb 5.3 37

391 αecessiveGxYwYGmutationsGcauseGinfantileGtypeGtGmuscleGfibreGdiseaseGandGcardiomyopathyUGBrainSG
2013SGXZaSGYcYTdZ 11.2 37

(2013-2008)
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390 –ilotGtrialGofGclenbuterolGinGspinalGandGbulbarGmuscularGatrophyUGNeurologySG2013SGcWSGYWd]Tc 6.5 37

389 xuscleGhistopathologyGinGmyastheniaGgravisGwithGantibodiesGagainstGxuSvGandGlnhαUG
NeuropathologyUandUAppliedUNeurobiologySG2009SGZ]SGXWZTXW 5.2 37

388 sowGtoGtackleGtheGdiagnosisGofGlimbTgirdleGmuscularGdystrophyGYlUGEuropeanUJournalUofUHumanU
GeneticsSG2009SGXbSG]dcTaWZ 5.3 37

387 ttalianGvalidationGofGty—owSGaGqualityGofGlifeGquestionnaireGforGadultsGwithGmuscleGdiseasesUGEuropeanU
JournalUofUNeurologySG2010SGXbSGXXbcTXXcb 6 37

386 αiskGpredictionGforGclinicalGphenotypeGinGmyotonicGdystrophyGtypeGXeGdataGfromGYSa]WGpatientsUG
GeneticUTestingUandUMolecularUBiomarkersSG2007SGXXSGc[TdW 37

385 OnTrPnGtripletGmutationGandGphenotypeGmanifestationsGinGmyotonicGdystrophyGpatientsUGBiochemicalU
MedicineUandUMetabolicUBiologySG1993SG]WSGc]TdY 37

384 –lasmaGandGurineGcarnitineGlevelsGduringGdevelopmentUGPediatricUResearchSG1980SGX[SGXZbd 3.2 37

383 pnzymeGreplacementGtherapyGforG–ompeGdiseaseUGCurrentUNeurologyUandUNeuroscienceUReportsSG2012
SGXYSGbWT] 6.6 36

382 –rimaryGcoenzymeG—XWGdeficiencyGpresentingGasGfatalGneonatalGmultiorganGfailureUGEuropeanUJournalU
ofUHumanUGeneticsSG2015SGYZSGXY][Tc 5.3 36

381 xicroTαylsGinGlwSGmuscleeGoifferencesGinGgenderSGageGatGonsetGandGdiseaseGdurationUGJournalUofUtheU
NeurologicalUSciencesSG2017SGZcWSG]cTaZ 3.2 35

380 SubacuteGsensoryGataxiaGandGopticGneuropathyGwithGthiamineGdeficiencyUGNatureUReviewsUNeurologySG
2010SGaSGYccTdZ 15 35

379 –sychiatricGdisturbancesGassociatedGwithGmyastheniaGgravisUGActaUPsychiatricaUScandinavicaSG1988SG
bbSG[[ZT] 6.5 35

378 ouchenneGmuscularGdystrophyUGlGpopulationGstudyUGHumanUGeneticsSG1977SGZ]SGYY]TZX 6.3 35

377 yeutralGwipidGStorageGoiseaseseGclinicalVgeneticGfeaturesGandGnaturalGhistoryGinGaGlargeGcohortGofG
ttalianGpatientsUGOrphanetUJournalUofURareUDiseasesSG2017SGXYSGdW 4.2 34

376
tnhibitionGofGproteasomeGactivityGpromotesGtheGcorrectGlocalizationGofGdiseaseTcausingG
alphaTsarcoglycanGmutantsGinGspvTYdZGcellsGconstitutivelyGexpressingGbetaTSGgammaTSGandG
deltaTsarcoglycanUGAmericanUJournalUofUPathologySG2008SGXbZSGXbWTcX

5.8 34

375 tntronicGbreakpointGdefinitionGandGtranscriptionGanalysisGinGoxoVmxoGpatientsGwithG
deletionVduplicationGatGtheG]NGmutationGhotGspotGofGtheGdystrophinGgeneUGGeneSG2006SGZbWSGYaTZZ 3.8 34

374 reneGexpressionGanalysisGinGmyotonicGdystrophyeGindicationsGforGaGcommonGmolecularGpathogenicG
pathwayGinGoxXGandGoxYUGGeneUExpressionSG2007SGXZSGZZdT]X 3.4 34

373 lGnovelGlamininGalphaYGisoformGinGsevereGlamininGalphaYGdeficientGcongenitalGmuscularGdystrophyUG
NeurologySG2000SG]]SGXXYcTZ[ 6.5 34
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372 ouchenneGphenotypeGwithGinTframeGdeletionGremovingGmajorGportionGofGdystrophinGrodeGthresholdG
effectGforGdeletionGsizejUGMuscleUandUNerveSG1996SGXdSGXX][TaW 3.4 34

371 oysferlinopathyGcourseGandGsportiveGactivityeGcluesGforGpossibleGtreatmentUGActaUMyologicaSG2011SG
ZWSGXYbTZY 1.6 34

370 lllelicGandGphenotypicGheterogeneityGinG[dGttalianGpatientsGwithGtheGmuscleGformGofGn–TTttG
deficiencyUGClinicalUGeneticsSG2012SGcYSGYZYTd 4 33

369 qacioscapulohumeralGmuscularGdystrophyeGaGmulticenterGstudyGonGhearingGfunctionUGAudiologyUandU
NeurolOtologySG2008SGXZSGXTa 2.2 33

368 oysferlinGmutationGanalysisGinGaGgroupGofGttalianGpatientsGwithGlimbTgirdleGmuscularGdystrophyGandG
xiyoshiGmyopathyUGEuropeanUJournalUofUNeurologySG2004SGXXSGa]bTaX 6 33

367 pnormousGdystrophinGinGaGpatientGwithGmeckerGmuscularGdystrophyUGNeurologySG1990SG[WSGcWcTXY 6.5 33

366 IxitochondrialGneuropathiesIeGlGsurveyGfromGtheGlargeGcohortGofGtheGttalianGyetworkUG
NeuromuscularUDisordersSG2016SGYaSGYbYTa 2.9 32

365 nlinicalGandGmolecularGcrossTsectionalGstudyGofGaGcohortGofGadultGtypeGtttGspinalGmuscularGatrophyG
patientseGcluesGfromGaGbiomarkerGstudyUGEuropeanUJournalUofUHumanUGeneticsSG2013SGYXSGaZWTa 5.3 32

364 xyotonicGdystrophyeGtissueTspecificGeffectGofGsomaticGnTrGexpansionsGonGalleleTspecificG
oxls–VStX]GexpressionUGHumanUMolecularUGeneticsSG1999SGcSGXWXbTYZ 5.6 32

363 XTinactivationGpatternsGinGfemaleGweberNsGhereditaryGopticGneuropathyGpatientsGdoGnotGsupportGaG
strongGXTlinkedGdeterminantUGAmericanUJournalUofUMedicalUGeneticsUPartUASG1996SGaXSGZ]aTaY 32

362 xaleGhypogonadismGinGmyotonicGdystrophyGisGrelatedGtoGOnTrPnGtripletGmutationUGJournalUofU
EndocrinologicalUInvestigationSG1994SGXbSGZcXTZ 5.2 32

361 nlinicalGandGbiochemicalGaspectsGofGcarnitineGdeficiencyGandGinsufficiencyeGtransportGdefectsGandG
inbornGerrorsGofGbetaToxidationUGCriticalUReviewsUinUClinicalULaboratoryUSciencesSG1992SGYdSGYXbT[Y 9.4 32

360 –opulationGdataGonGbenignGandGsevereGformsGofGXTlinkedGmuscularGdystrophyUGHumanUGeneticsSG1987SG
b]SGYXbTYW 6.3 32

359 parlyGultrastructuralGandGbiochemicalGchangesGinGmuscleGinGdystrophiaGmyotonicaUGJournalUofUtheU
NeurologicalUSciencesSG1970SGXWSG]c]TaW[ 3.2 32

358 lGnewGmutationGinGaGfamilyGwithGcoldTaggravatedGmyotoniaGdisruptsGyaORPGchannelGinactivationUG
NeurologySG2001SG]aSGcbcTc[ 6.5 31

357
alphaTSarcoglycanGOadhalinPGdeficiencyeGcompleteGdeficiencyGpatientsGareG]LGofGchildhoodTonsetG
dystrophinTnormalGmuscularGdystrophyGandGmostGpartialGdeficiencyGpatientsGdoGnotGhaveGgeneG
mutationsUGJournalUofUtheUNeurologicalUSciencesSG1996SGX[WSGZWTd

3.2 31

356 yovelGmissenseGmutationsGinG–y–wlYGcausingGlateGonsetGandGclinicalGheterogeneityGofGneutralGlipidG
storageGdiseaseGwithGmyopathyGinGthreeGsiblingsUGMolecularUGeneticsUandUMetabolismSG2015SGXX]SGXXWTb 3.7 29

355 TaskGforceGguidelinesGhandbookeGpqySGguidelinesGonGdiagnosisGandGmanagementGofGfattyGacidG
mitochondrialGdisordersUGEuropeanUJournalUofUNeurologySG2006SGXZSGdYZTd 6 29

(2006-1996)
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354 xyoglobinuriaGandGcarnitineGpalmityltransferaseGOn–TPGdeficiencyeGstudiesGwithGmalonylTnolG
suggestGabsenceGofGonlyGn–TTttUGNeurologySG1984SGZ[SGZ]ZTa 6.5 29

353 nhildhoodGencephalomyopathyGwithGcytochromeGcGoxidaseGdeficiencySGataxiaSGmuscleGwastingSGandG
mentalGimpairmentUGNeurologySG1986SGZaSGXW[cT]Y 6.5 29

352 pffectsGofGcombinedGenduranceGandGresistanceGtrainingGinGlmyotrophicGwateralGSclerosiseGlGpilotSG
randomizedSGcontrolledGstudyUGEuropeanUJournalUofUTranslationalUMyologySG2018SGYcSGbYbc 2.1 28

351 TelethonGyetworkGofGreneticGmiobankseGaGkeyGserviceGforGdiagnosisGandGresearchGonGrareGdiseasesUG
OrphanetUJournalUofURareUDiseasesSG2013SGcSGXYd 4.2 28

350 murdenSGprofessionalGsupportSGandGsocialGnetworkGinGfamiliesGofGchildrenGandGyoungGadultsGwithG
muscularGdystrophiesUGMuscleUandUNerveSG2015SG]YSGXZTYX 3.4 28

349 nlinicalGandGneuroimagingGstudyGofGcentralGnervousGsystemGinGcongenitalGmyotonicGdystrophyUG
JournalUofUNeurologySG1999SGY[aSGXcaTdY 5.5 28

348 nongenitalGmuscularGdystrophyeGbrainGalterationsGinGanGunselectedGseriesGofGWesternGpatientsUG
JournalUofUNeurologykUNeurosurgeryUandUPsychiatrySG1991SG][SGZZWT[ 5.5 28

347
SubcellularGdistributionGofGacidGandGneutralGalphaTglucosidasesGinGnormalSGacidGmaltaseGdeficientSG
andGmyophosphorylaseGdeficientGhumanGskeletalGmuscleUGArchivesUofUBiochemistryUandUBiophysicsSG
1973SGX]aSGZ]WT]

4.1 28

346 seterogeneousG–henotypesGinGwipidGStorageGxyopathyGoueGtoGpTqosGreneGxutationsUGJIMDU
ReportsSG2018SGZcSGZZT[W 1.9 27

345 SkeletalGmuscleGsatelliteGcellsGinGamyotrophicGlateralGsclerosisUGUltrastructuralUPathologySG2014SGZcSGYd]TZWY1.3 27

344 xuscleGatrophySGubiquitinTproteasomeSGandGautophagicGpathwaysGinGdysferlinopathyUGMuscleUandU
NerveSG2014SG]WSGZ[WTb 3.4 27

343 xyoclonusGinGmitochondrialGdisordersUGMovementUDisordersSG2014SGYdSGbYYTc 7 27

342 ItGhaveGgotGsomethingGpositiveGoutGofGthisGsituationIeGpsychologicalGbenefitsGofGcaregivingGinG
relativesGofGyoungGpeopleGwithGmuscularGdystrophyUGJournalUofUNeurologySG2014SGYaXSGXccTd] 5.5 27

341 TargetedGarrayGcomparativeGgenomicGhybridizationTTaGnewGdiagnosticGtoolGforGtheGdetectionGofGlargeG
copyGnumberGvariationsGinGnemalineGmyopathyTcausingGgenesUGNeuromuscularUDisordersSG2013SGYZSG]aTa] 2.9 27

340 TheGglucocorticoidGreceptorGyZaZSGpolymorphismGandGsteroidGresponseGinGouchenneGdystrophyUG
JournalUofUNeurologykUNeurosurgeryUandUPsychiatrySG2006SGbbSGXXbbTd 5.5 27

339 ScreeningGofGcalpainTZGautolyticGactivityGinGwrxoGmuscleeGaGfunctionalGmapGofGnl–yZGgeneG
mutationsUGJournalUofUMedicalUGeneticsSG2007SG[[SGZcT[Z 5.8 27

338 nongenitalGmuscularGdystrophyGwithGpartialGmerosinGdeficiencyGandGlateGonsetGepilepsyUGEuropeanU
NeurologySG1998SG[WSGZbT[] 2.1 27

337 wTcarnitineGuptakeGinGdifferentiatingGhumanGculturedGmuscleUGBiochimicaUEtUBiophysicaUActaUlU
MolecularUCellUResearchSG1991SGXWd]SGYXbTYY 4.9 27
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336 –rogressGinGpnzymeGαeplacementGTherapyGinGrlycogenGStorageGoiseaseGTypeGttUGTherapeuticU
AdvancesUinUNeurologicalUDisordersSG2009SGYSGX[ZT]Z 6.6 26

335 pmotionalGwabilityGinGxyoeGαelationshipGtoGcognitionGandGpsychopathologyGandGimpactGonG
caregiversUGJournalUofUtheUNeurologicalUSciencesSG2009SGYbcSGXaTYW 3.2 26

334 yovelGsarcoglycanGgeneGmutationsGinGaGlargeGcohortGofGttalianGpatientsUGJournalUofUMedicalUGeneticsSG
2003SG[WSGeab 5.8 26

333
seartGtransplantationGinGpatientsGwithGinheritedGmyopathiesGassociatedGwithGendTstageG
cardiomyopathyeGmolecularGandGbiochemicalGdefectsGonGcardiacGandGskeletalGmuscleUGTransplantationU
ProceedingsSG2001SGZZSGX]daTd

1.1 26

332 narnitineGdeficiencyGinducedGduringGhaemodialysisUGLancetkUTheSG1978SGXSGdZd 40 26

331 SpectrumGofGmetabolicGmyopathiesUGBiochimicaUEtUBiophysicaUActaUlUMolecularUBasisUofUDiseaseSG2015SG
Xc]YSGaX]TYX 6.9 25

330 lberrantGnompartmentGqormationGbyGsS–mYGxislocalizesGwaminGlGandGnompromisesGyuclearG
tntegrityGandGqunctionUGCellUReportsSG2017SGYWSGYXWWTYXX] 10.6 25

329 yaturalGhistoryGofGupperGmotorGneuronTdominantGlwSUGAmyotrophicULateralUSclerosisUandUOtherU
MotorUNeuronUDisordersSG2010SGXXSG[Y[Td 25

328 TranscriptionalGandGtranslationalGeffectsGofGintronicGnl–yZGgeneGmutationsUGHumanUMutationSG2010SG
ZXSGpXa]cTad 4.7 25

327 norrelationsGbetweenGclinicalGseveritySGgenotypeGandGmuscleGpathologyGinGlimbGgirdleGmuscularG
dystrophyGtypeGYlUGJournalUofUMedicalUGeneticsSG2007SG[[SGaWdTX[ 5.8 25

326 psophagealGmotorGfunctionGinGpatientsGwithGmyotonicGdystrophyUGDigestiveUDiseasesUandUSciencesSG
1996SG[XSGYWZYTc 4 25

325
tmpairedGautophagyGaffectsGacidG˛–TglucosidaseGprocessingGandGenzymeGreplacementGtherapyG
efficacyGinGlateTonsetGglycogenGstorageGdiseaseGtypeGttUGNeuropathologyUandUAppliedUNeurobiologySG
2015SG[XSGabYT]

5.2 24

324 qunctionalGchangesGinGmeckerGmuscularGdystrophyeGimplicationsGforGclinicalGtrialsGinG
dystrophinopathiesUGScientificUReportsSG2016SGaSGZY[Zd 4.9 24

323
αipplingGmuscleGdiseaseGandGfacioscapulohumeralGdystrophyTlikeGphenotypeGinGaGpatientGcarryingGaG
heterozygousGnlVZGTbcxGmutationGandGaGo[Z[GpartialGdeletioneGqurtherGevidenceGforGIdoubleG
troubleIGoverlappingGsyndromesUGNeuromuscularUDisordersSG2012SGYYSG]Z[T[W

2.9 24

322 xuscleGatrophyGinGwimbGrirdleGxuscularGoystrophyGYleGaGmorphometricGandGmolecularGstudyUG
NeuropathologyUandUAppliedUNeurobiologySG2013SGZdSGbaYTbX 5.2 24

321 lwSGriskGbutGnotGphenotypeGisGaffectedGbyGataxinTYGintermediateGlengthGpolyglutamineGexpansionUG
NeurologySG2011SGbaSGYWZWTX 6.5 24

320
oecreasedGfattyGacidGbetaToxidationGinGriboflavinTresponsiveSGmultipleGacylcoenzymeGlG
dehydrogenaseTdeficientGpatientsGisGassociatedGwithGanGincreaseGinGuncouplingGproteinTZUGJournalUofU
ClinicalUEndocrinologyUandUMetabolismSG2003SGccSG]dYXTa

5.6 24

319 yeonatalGspinalGmuscularGatrophyGwithGdiaphragmaticGparalysisGisGunlinkedGtoG]qXXUYTqXZUGJournalUofU
MedicalUGeneticsSG1995SGZYSGYXaTd 5.8 24

(1995-2009)
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318 SingleGmuscleGfibreGanalysesGinGYGbrothersGwithGsuccinateGdehydrogenaseGdeficiencyUGEuropeanU
NeurologySG1994SGZ[SGd]Tc 2.1 24

317 αevieweGoanonGdiseaseeGαeviewGofGnaturalGhistoryGandGrecentGadvancesUGNeuropathologyUandUAppliedU
NeurobiologySG2020SG[aSGZWZTZYY 5.2 24

316 pnzymeGreplacementGtherapyGimprovesGrespiratoryGoutcomesGinGpatientsGwithGlateTonsetGtypeGttG
glycogenosisGandGhighGventilatorGdependencyUGLungSG2013SGXdXSG]ZbT[[ 2.9 23

315 nlinicalGphenotypeSGmuscleGxαtGandGmuscleGpathologyGofGwrxoXqUGJournalUofUNeurologySG2013SGYaWSGYWZZT[X5.5 23

314 αevisitingGmitochondrialGocularGmyopathieseGaGstudyGfromGtheGttalianGyetworkUGJournalUofUNeurologySG
2017SGYa[SGXbbbTXbc[ 5.5 23

313 qatigueGandGexerciseGintoleranceGinGmitochondrialGdiseasesUGwiteratureGrevisionGandGexperienceGofG
theGttalianGyetworkGofGmitochondrialGdiseasesUGNeuromuscularUDisordersSG2012SGYYGSupplGZSGSYYaTd 2.9 23

312 nardiomyopathyGinGpatientsGwithG–zxTXTrelatedGcongenitalGandGlimbTgirdleGmuscularGdystrophyUG
EuropeanUJournalUofUHumanUGeneticsSG2012SGYWSGXYZ[Td 5.3 23

311 xuscleGproteinGanalysisGinGtheGdetectionGofGheterozygotesGforGrecessiveGlimbGgirdleGmuscularG
dystrophyGtypeGYmGandGYpUGNeuromuscularUDisordersSG2006SGXaSGbdYTd 2.9 23

310 oivergenceGofGcentralGnervousGsystemGinvolvementGinGYGttalianGsistersGwithGcongenitalGmuscularG
dystrophyeGaGclinicalGandGneuroradiologicalGfollowTupUGEuropeanUNeurologySG1995SGZ]SGYZWT] 2.1 23

309 nlinicalGandGhormonalGaspectsGofGmaleGhypogonadismGinGmyotonicGdystrophyUGItalianUJournalUofU
NeurologicalUSciencesSG1996SGXbSG]dTa] 23

308 nharacterizationGofGtwoGpTqosGmutationsGinGaGnovelGcaseGofGriboflavinTresponsiveGmultipleGacylTnolG
dehydrogenaseGdeficiencyUGLipidsUinUHealthUandUDiseaseSG2018SGXbSGY][ 4.4 23

307 lnGupdateGonGdiagnosticGoptionsGandGconsiderationsGinGlimbTgirdleGdystrophiesUGExpertUReviewUofU
NeurotherapeuticsSG2018SGXcSGadZTbWZ 4.3 22

306 pqySGreviewGonGtheGroleGofGmuscleGbiopsyGinGtheGinvestigationGofGmyalgiaUGEuropeanUJournalUofU
NeurologySG2013SGYWSGddbTXWW] 6 22

305 ppidemiologyGofGlwSGinG–adovaGdistrictSGttalySGfromGXddYGtoGYWW]UGEuropeanUJournalUofUNeurologySG
2009SGXaSGdYWT[ 6 22

304 lctivitiesGofGmitochondrialGcomplexesGcorrelateGwithGnyzSGamountGinGmuscleGfromGlwSGpatientsUG
NeuropathologyUandUAppliedUNeurobiologySG2007SGZZSGYW[TXX 5.2 22

303 xyosinGheavyGchainGcompositionGofGmuscleGfibersGinGspinalGmuscularGatrophyUGMuscleUandUNerveSG
1989SGXYSG[ZT]X 3.4 22

302 pnzymesGofGtheGglycogenGcycleGandGglycolysisGinGvariousGhumanGneuromuscularGdisordersUGJournalUofU
NeurologykUNeurosurgeryUandUPsychiatrySG1967SGZWSG[XXT] 5.5 22

301 wipolysisGandGlipophagyGinGlipidGstorageGmyopathiesUGBiochimicaUEtUBiophysicaUActaUlUMolecularUBasisU
ofUDiseaseSG2016SGXcaYSGXZabTbZ 6.9 22
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300
YWcthGpyxnGtnternationalGWorkshopeGqormationGofGaGpuropeanGyetworkGtoGdevelopGaGpuropeanG
dataGsharingGmodelGandGtreatmentGguidelinesGforG–ompeGdiseaseGyaardenSGTheGyetherlandsSGYaTYcG
SeptemberGYWX[UGNeuromuscularUDisordersSG2015SGY]SGab[Tc

2.9 21

299 nognitiveGprofileGandGxαtGfindingsGinGlimbTgirdleGmuscularGdystrophyGYtUGJournalUofUNeurologySG2011SG
Y]cSGXZXYTYW 5.5 21

298 SteroidsGinGmuscularGdystrophyeGwhereGdoGweGstandjUGNeuromuscularUDisordersSG1998SGcSGZcWT[ 2.9 21

297 lmyotrophicGlateralGsclerosisGwithGraggedTredGfibersUGArchivesUofUNeurologySG2008SGa]SG[WZTa 21

296 wlxlYGlossTofTfunctionGmutationGinGaGgirlGwithGaGmildGcongenitalGmuscularGdystrophyUGNeurologySG
2004SGaZSGXXXcTYX 6.5 21

295
ValidityGofGhospitalGdischargeGdiagnosesGforGtheGassessmentGofGtheGprevalenceGandGincidenceGofG
amyotrophicGlateralGsclerosisUGAmyotrophicULateralUSclerosisUandUOtherUMotorUNeuronUDisordersyU
OfficialUPublicationUofUtheUWorldUFederationUofUNeurologykUResearchUGroupUonUMotorUNeuronUDiseasesSG
2001SGYSGddTXW[

21

294 –renatalGdiagnosisGinGcongenitalGmuscularGdystrophyUGLancetkUTheSG1995SGZ[]SG]dX 40 21

293 ScreeningGforGmutationsGinGtheGmuscleGpromoterGregionGandGforGexonicGdeletionsGinGaGseriesGofGXX]G
oxoGandGmxoGpatientsUGJournalUofUMedicalUGeneticsSG1992SGYdSGXYbTZW 5.8 21

292 tntellectualGimpairmentGandGcognitiveGevokedGpotentialsGinGmyotonicGdystrophyUGJournalUofUNervousU
andUMentalUDiseaseSG1989SGXbbSGb]WT[ 1.8 21

291 ldultGacidGmaltaseGdeficiencyUGlbnormalitiesGinGfibroblastsGculturedGfromGpatientsUGNewUEnglandU
JournalUofUMedicineSG1972SGYcbSGd[cT]X 59.2 21

290 mroadGphenotypicGspectrumGandGgenotypeTphenotypeGcorrelationsGinGrx––mTrelatedG
dystroglycanopathieseGanGttalianGcrossTsectionalGstudyUGOrphanetUJournalUofURareUDiseasesSG2018SGXZSGXbW 4.2 21

289 nerebralGvenousGthrombosisGatGhighGaltitudeeGlGsystematicGreviewUGRevueUNeurologiqueSG2017SGXbZSGXcdTXdZ3 20

288 TrqmαYGbutGnotGS––XGgenotypeGmodulatesGosteopontinGexpressionGinGouchenneGmuscularG
dystrophyGmuscleUGJournalUofUPathologySG2012SGYYcSGY]XTd 9.4 20

287 –sychopathologicalGfeaturesGandGsuicidalGideationGinGamyotrophicGlateralGsclerosisGpatientsUG
NeurologicalUSciencesSG2010SGZXSGbZ]T[W 3.5 20

286 lcetylcholinesteraseGactivityGisGaffectedGbyGstressGconditionsGinG–aracentrotusGlividusGcoelomocytesUG
MarineUBiologySG2003SGX[ZSGaYZTaYc 2.5 20

285 nognitiveGandGpsychiatricGevaluationGofG[WGpatientsGwithGmyotonicGdystrophyUGItalianUJournalUofU
NeurologicalUSciencesSG1992SGXZSG]ZTc 20

284 xitochondrialGdisordersGofGtheGnuclearGgenomeUGActaUMyologicaSG2009SGYcSGXaTYZ 1.6 20

283 oominantGmuscularGdystrophyGwithGaGnovelGSYypXGgeneGmutationUGMuscleUandUNerveSG2015SG]XSGX[]Tb 3.4 19

(2015-2015)
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282 llterationsGinGyotchGsignallingGinGskeletalGmusclesGfromGmdxGandGdkoGdystrophicGmiceGandGpatientsG
withGouchenneGmuscularGdystrophyUGExperimentalUPhysiologySG2014SGddSGab]Tcb 2.4 19

281 αetrospectiveGstudyGonG–pTTS–pnTGimagingGinGaGlargeGcohortGofGmyotonicGdystrophyGtypeGXGpatientsUG
NeurologicalUSciencesSG2010SGZXSGb]bTaZ 3.5 19

280 miochemicalGandGultrastructuralGevidenceGofGendoplasmicGreticulumGstressGinGwrxoYtUGVirchowsU
ArchivUFurUPathologischeUAnatomieUUndUPhysiologieUUndUFurUKlinischeUMedizinSG2007SG[]XSGXW[bT]] 5.1 19

279 oiscordantGclinicalGoutcomeGinGtypeGtttGspinalGmuscularGatrophyGsibshipsGshowingGtheGsameGdeletionG
patternUGNeuromuscularUDisordersSG1996SGaSGYaXT[ 2.9 19

278 wipidGstorageGmyopathiesUGlGreviewGofGmetabolicGdefectGandGofGtreatmentUGJournalUofUNeurologySG
1976SGYX[SGXTXX 5.5 19

277 xicroTαylGexpressionGinGmuscleGandGfiberGmorphometryGinGmyotonicGdystrophyGtypeGXUGNeurologicalU
SciencesSG2017SGZcSGaXdTaY] 3.5 18

276 oiagnosisGandGmanagementGofGautoimmuneGmyastheniaGgravisUGClinicalUDrugUInvestigationSG2011SGZXSGXTX[3.2 18

275 nomparisonGofGmuscleGultrastructureGinGmyastheniaGgravisGwithGantiTxuSvGandGantiTlnhαG
antibodiesUGJournalUofUNeurologySG2011SGY]cSGb[aT]Y 5.5 18

274 —ualityGofGlifeGandGmotorGimpairmentGinGlwSeGttalianGvalidationGofGlwSl—UGNeurologicalUResearchSG
2010SGZYSGZYT[W 2.7 18

273
SarcolemmalGneuronalGnitricGoxideGsynthaseGdefectGinGlimbTgirdleGmuscularGdystrophyeGanGadverseG
modulatingGfactorGinGtheGdiseaseGcoursejUGJournalUofUNeuropathologyUandUExperimentalUNeurologySG
2009SGacSGZcZTdW

3.1 18

272 wargeTscaleGdisruptionGofGmicrotubuleGpathwaysGinGmorphologicallyGnormalGhumanGspastinGmuscleUG
NeurologySG2004SGaYSGXWdbTXW[ 6.5 18

271 oetectionGofGsTwVTtGtaxTrexGandGpolGgeneGsequencesGofGthymusGglandGinGaGlargeGgroupGofGpatientsG
withGmyastheniaGgravisUGJournalUofUAcquiredUImmuneUDeficiencyUSyndromesUfpxxxgSG2002SGYdSGZWWTa 3.1 18

270 SkeletalGmuscleGsarcoplasmicGreticulumGphenotypeGinGmyotonicGdystrophyUGNeuromuscularUDisordersSG
1996SGaSGZZT[b 2.9 18

269 oevelopmentalGpatternsGofGwosGisozymesGinGfastGandGslowGmusclesGofGtheGratUGArchivesUofU
BiochemistryUandUBiophysicsSG1970SGX[XSGZb[Tb 4.1 18

268 wimbTgirdleGmuscularGdystrophieseGheterogeneityGofGclinicalGphenotypesGandGpathogeneticG
mechanismsUGActaUMyologicaSG2004SGYZSGXZWTa 1.6 18

267 xetabolicGlipidGmuscleGdisorderseGbiomarkersGandGtreatmentUGTherapeuticUAdvancesUinUNeurologicalU
DisordersSG2019SGXYSGXb]aYca[Xdc[ZZ]d 6.6 17

266 pffectsGofGshortTtoTlongGtermGenzymeGreplacementGtherapyGOpαTPGonGskeletalGmuscleGtissueGinGlateG
onsetG–ompeGdiseaseGOwz–oPUGNeuropathologyUandUAppliedUNeurobiologySG2018SG[[SG[[dT[aY 5.2 17

265 lberrantGsplicingGandGexpressionGofGtheGnonGmuscleGmyosinGheavyTchainGgeneGxYsX[GinGoxXG
muscleGtissuesUGNeurobiologyUofUDiseaseSG2012SG[]SGYa[TbX 7.5 17
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264 rYrXGgeneGmutationsGinGaGfamilyGwithGpolyglucosanGbodyGmyopathyUGNeurologyyUGeneticsSG2015SGXSGeYX 3.8 17

263 –revalenceGofGasymptomaticGvertebralGfracturesGinGlateTonsetG–ompeGdiseaseUGJournalUofUClinicalU
EndocrinologyUandUMetabolismSG2015SGXWWSG[WXTa 5.6 17

262 TwoGnovelGcosegregatingGmutationsGinGtαylxetGandGnzXGtttSGinGaGpatientGwithGexerciseGintoleranceG
andGautoimmuneGpolyendocrinopathyUGMitochondrionSG2009SGdSGXYZTd 4.9 17

261 oiscordantGclinicalGoutcomeGinGmyotonicGdystrophyGrelativesGshowingGOnTrPnGiGbWWGrepeatsUG
NeuromuscularUDisordersSG1995SG]SGX]bTd 2.9 17

260 αeappraisalGofGtheGincidenceGrateGofGouchenneGandGmeckerGmuscularGdystrophiesGonGtheGbasisGofG
molecularGdiagnosisUGNeuroepidemiologySG1993SGXYSGZYaTZW 5.4 17

259 wiverGfattyGacidTbindingGproteinGinGtwoGcasesGofGhumanGlipidGstorageUGMolecularUandUCellularU
BiochemistrySG1990SGdcSGYY]TZW 4.2 17

258 renderGdifferenceGinGlimbTgirdleGmuscularGdystrophyeGaGmuscleGfiberGmorphometricGstudyGinGXWXG
patientsG2014SGZZSGXbdTc] 17

257 ldvancesGinGimagingGofGbrainGabnormalitiesGinGneuromuscularGdiseaseUGTherapeuticUAdvancesUinU
NeurologicalUDisordersSG2019SGXYSGXb]aYca[Xdc[]]ab 6.6 16

256 nomparativeGtranscriptionalGandGbiochemicalGstudiesGinGmuscleGofGmyotonicGdystrophiesGOoxXGandG
oxYPUGNeurologicalUSciencesSG2009SGZWSGXc]TdY 3.5 16

255 oecreasedGexpressionGofGox–veGcorrelationGwithGnTrGrepeatGexpansionGandGfibreGtypeGcompositionG
inGmyotonicGdystrophyGtypeGXUGNeurologicalUSciencesSG2005SGYaSGYZ]T[Y 3.5 16

254 –rivateGbetaTGandGgammaTsarcoglycanGgeneGmutationseGevidenceGofGaGfounderGeffectGinGyorthernG
ttalyUGHumanUMutationSG2000SGXaSGXZTb 4.7 16

253 xuscleGglycerolGkinaseGinGouchenneGdystrophyGandGglycerolGkinaseGdeficiencyUGMuscleUandUNerveSG
1989SGXYSGZWbTXZ 3.4 16

252 narnitineGandGacyltransferaseGinGexperimentalGneurogenicGatrophieseGchangesGwithGtreatmentUG
JournalUofUNeurologySG1984SGYZXSGXbWT] 5.5 16

251 xuscleGexerciseGinGlimbGgirdleGmuscularGdystrophieseGpitfallGandGadvantagesUGActaUMyologicaSG2015SG
Z[SGZTc 1.6 16

250 wongitudinalGevaluationGofGSxyGlevelsGasGbiomarkerGforGspinalGmuscularGatrophyeGresultsGofGaGphaseG
ttbGdoubleTblindGstudyGofGsalbutamolUGJournalUofUMedicalUGeneticsSG2019SG]aSGYdZTZWW 5.8 16

249 To–T[ZGinGskeletalGmuscleGofGpatientsGaffectedGwithGamyotrophicGlateralGsclerosisUGAmyotrophicU
LateralUSclerosisUandUOtherUMotorUNeuronUDisordersSG2010SGXXSGY[WTZ 15

248 xetabolicGmyopathieseGtheGchallengeGofGnewGtreatmentsUGCurrentUOpinionUinUPharmacologySG2010SG
XWSGZZcT[] 5.1 15

247 –arkinsonTlikeGfeaturesGinGlwSGwithGpredominantGupperGmotorGneuronGinvolvementUGAmyotrophicU
LateralUSclerosisUandUOtherUMotorUNeuronUDisordersSG2012SGXZSGXZbT[Z 15

(2012-2015)
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246 lGstudyGonGduplicationsGofGtheGdystrophinGgeneeGevidenceGofGaGgeographicalGdifferenceGinGtheG
distributionGofGbreakpointsGbyGintronUGHumanUGeneticsSG1994SGd[SGcZTb 6.3 15

245 pffectsGofGqunctionalGplectricalGStimulationGwowerGpxtremityGTrainingGinGxyotonicGoystrophyGTypeGteG
lG–ilotGnontrolledGStudyUGAmericanUJournalUofUPhysicalUMedicineUandURehabilitationSG2016SGd]SGcWdTcXb 2.6 15

244 xyomiαylsGoysregulationGinGlwSGαehabilitationUGBrainUSciencesSG2019SGdSG 3.4 15

243 –henotypicGVariabilityGlmongG–atientsGWithGo[Z[GαeducedGllleleGqacioscapulohumeralGxuscularG
oystrophyUGJAMAUNetworkUOpenSG2020SGZSGeYW[W[W 10.4 14

242 TargetedGgeneGpanelGscreeningGisGanGeffectiveGtoolGtoGidentifyGundiagnosedGlateGonsetG–ompeG
diseaseUGNeuromuscularUDisordersSG2018SGYcSG]caT]dX 2.9 14

241 reneticGvariationGinGvtql–ZGisGassociatedGwithGanGupperGmotorGneuronTpredominantGphenotypeGinG
amyotrophicGlateralGsclerosisUGNeurodegenerativeUDiseasesSG2011SGcSG[dXT] 2.3 14

240 xultipleGsymmetricGlipomatosiseGevidenceGforGmitochondrialGdysfunctionUGJournalUofUClinicalU
NeuromuscularUDiseaseSG2000SGXSGXY[TZW 1.1 14

239 qrequencyGofGduplicationGatGXbpXXUYGinGfamiliesGofGnortheastGttalyGwithGnharcotTxarieTToothGdiseaseG
typeGXUGNeuroepidemiologySG1995SGX[SG[dT]Z 5.4 14

238
xyophosphorylaseGdeficiencyGaffectsGmuscleGmitochondrialGrespirationGasGshownGbyGZX–TxαG
spectroscopyGinGaGcaseGwithGassociatedGmultifocalGencephalopathyUGJournalUofUtheUNeurologicalU
SciencesSG1995SGXYcSGc[TdX

3.2 14

237 pxpressionGofGmuscleTtypeGphosphorylaseGinGinnervatedGandGaneuralGculturedGmuscleGofGpatientsG
withGmyophosphorylaseGdeficiencyUGJournalUofUClinicalUInvestigationSG1993SGdYSGXbb[TcW 15.9 14

236 xuscleGfatigueSGnyzSGandGmuscleGfiberGatrophyGinGlimbGgirdleGmuscularGdystrophyUGActaUMyologicaSG
2014SGZZSGXXdTYa 1.6 14

235 tnhibitionGofGmuscleGfibrosisGresultsGinGincreasesGinGbothGutrophinGlevelsGandGtheGnumberGofGrevertantG
myofibersGinGouchenneGmuscularGdystrophyUGOncotargetSG2015SGaSGYZY[dTaW 3.3 14

234 xicroαylsGandGsoln[GproteinGexpressionGinGtheGskeletalGmuscleGofGlwSGpatientsG2020SGZdSGXW]TXX[ 14

233 lGmobileGappGforGpatientsGwithG–ompeGdiseaseGandGitsGpossibleGclinicalGapplicationsUGNeuromuscularU
DisordersSG2018SGYcSG[bXT[b] 2.9 13

232 UpdateGonGpolyglucosanGstorageGdiseasesUGVirchowsUArchivUFurUPathologischeUAnatomieUUndU
PhysiologieUUndUFurUKlinischeUMedizinSG2019SG[b]SGabXTaca 5.1 13

231 UltrastructuralGchangesGinGwrxoXqUGNeuropathologySG2013SGZZSGYbaTcW 2 13

230 nhangesGinGskeletalGmuscleGhistologyGandGmetabolismGinGpatientsGundergoingGexerciseG
deconditioningeGeffectGofGpropionylTwTcarnitineUGMuscleUandUNerveSG1997SGYWSGXXX]TYW 3.4 13

229 nardioembolicGstrokeGinGoanonGdiseaseUGClinicalUGeneticsSG2008SGbZSGZccTdW 4 13
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228 αeductionGofGtheGoxTassociatedGhomeoGdomainGproteinGOoxls–PGmαylGinGdifferentGbrainGareasGofG
myotonicGdystrophyGpatientsUGNeuromuscularUDisordersSG1999SGdSGYX]Td 2.9 13

227 sypertrophicGcardiomyopathyGwithGmitochondrialGmyopathyUGlGnewGphenotypeGofGcomplexGttG
defectUGInternationalUHeartUJournalSG1993SGZ[SGaZTbb 13

226 ouchenneGmuscularGdystrophyeGdataGfromGfamilyGstudiesUGHumanUGeneticsSG1980SG][SGaZTc 6.3 13

225 oistinctGdiseaseGphenotypesGlinkedGtoGdifferentGcombinationsGofGrllGmutationsGinGaGlargeG
lateTonsetGrSottGsibshipUGOrphanetUJournalUofURareUDiseasesSG2013SGcSGX]d 4.2 12

224 nouldGutrophinGrescueGtheGmyocardiumGofGpatientsGwithGdystrophinGgeneGmutationsjUGJournalUofU
MolecularUandUCellularUCardiologySG1999SGZXSGX]WXTc 5.8 12

223 –ostzygoticGinstabilityGofGtheGmyotonicGdystrophyGp[lrn]GinGrepeatGsupportedGbyGlargerGexpansionsG
inGmuscleGandGreducedGamplificationsGinGspermUGJournalUofUNeurologySG1995SGY[YSGZbdTcZ 5.5 12

222 wettereGouchenneGcarrierGdetectionUGLancetkUTheSG1976SGYSGdW 40 12

221 pxerciseTinducedGrecurrentGmyoglobinuriaeGdefectiveGactivityGofGinnerGcarnitineGpalmitoyltransferaseG
inGmuscleGmitochondriaGofGtwoGpatientsUGNeurologySG1987SGZbSGXXc[Tc 6.5 12

220 yeuromuscularGdiseasesGandGnovidTXdeGldvicesGfromGscientificGsocietiesGandGearlyGobservationsGinG
ttalyUGEuropeanUJournalUofUTranslationalUMyologySG2020SGZWSGdWZY 2.1 12

219 xuscleGxαtGinGneutralGlipidGstorageGdiseaseGOywSoPUGJournalUofUNeurologySG2017SGYa[SGXZZ[TXZ[Y 5.5 11

218 searingGimpairmentGinGxpwlSeGnewGprospectiveGinGclinicalGuseGofGmicroαylSGaGsystematicGreviewUG
OrphanetUJournalUofURareUDiseasesSG2018SGXZSGZ] 4.2 11

217 tmprovingGtheGknowledgeGofGamyotrophicGlateralGsclerosisGgeneticseGnovelGSzoXGandGqUSGvariantsUG
NeurobiologyUofUAgingSG2014SGZ]SGXYXYUebTXYXYUeXW 5.6 11

216 lnGintronicGmutationGcausesGsevereGwrxoYlGinGaGlargeGinbredGfamilyGbelongingGtoGaGgeneticGisolateG
inGtheGllpsUGClinicalUGeneticsSG2012SGcYSGaWXTY 4 11

215 lbnormalGexpressionGofGdysferlinGinGskeletalGmuscleGandGmonocytesGsupportsGprimaryG
dysferlinopathyGinGpatientsGwithGoneGmutatedGalleleUGEuropeanUJournalUofUNeurologySG2011SGXcSGXWYXTZ 6 11

214 TranscriptionalGbehaviorGofGoxoGgeneGduplicationsGinGoxoVmxoGmalesUGHumanUMutationSG2009SGZWSGpZXWTd4.7 11

213 –ositiveGcorrelationGofGnTrGexpansionGandGpharyngoesophagealGalterationsGinGmyotonicGdystrophyG
patientsUGItalianUJournalUofUNeurologicalUSciencesSG1998SGXdSGb]TcW 11

212 lGpilotGtrialGwithGclenbuterolGinGamyotrophicGlateralGsclerosisUGAmyotrophicULateralUSclerosisUandU
OtherUMotorUNeuronUDisordersSG2006SGbSGY[aTc 11

211 yovelGspastinGmutationsGandGtheirGexpressionGanalysisGinGtwoGttalianGfamiliesUGEuropeanUJournalUofU
HumanUGeneticsSG2003SGXXSGbXWTZ 5.3 11

(2003-1999)
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210 αegenerationGinGsarcoglycanopathieseGexpressionGstudiesGofGsarcoglycansGandGotherGmuscleG
proteinsUGJournalUofUtheUNeurologicalUSciencesSG1999SGXa]SGXbWTb 3.2 11

209 –revalentGcardiacGinvolvementGinGdystrophinGmeckerGtypeGmutationUGNeuromuscularUDisordersSG1994SG
[SGZcXTa 2.9 11

208 oiagnosisGbyGproteinGanalysisGofGdysferlinopathyGinGtwoGpatientsGmistakenGasGpolymyositisUGActaU
MyologicaSG2011SGZWSGXc]Tb 1.6 11

207 tnvestigatingGtheGxechanismGofGnhromosomalGoeletioneGnharacterizationGofGZdGoeletionG
mreakpointsGinGtntronsG[bGandG[cGofGtheGsumanGoystrophinGreneG2002SGcWSG]YZT]YZ 11

206 xiαylsGasGbiomarkersGofGphenotypeGinGneutralGlipidGstorageGdiseaseGwithGmyopathyUGMuscleUandU
NerveSG2020SGaXSGY]ZTY]b 3.4 11

205 tmpairedGcopperGandGironGmetabolismGinGbloodGcellsGandGmusclesGofGpatientsGaffectedGbyGcopperG
deficiencyGmyeloneuropathyUGNeuropathologyUandUAppliedUNeurobiologySG2014SG[WSGcccTdc 5.2 10

204 xuscleGhistopathologyGinGupperGmotorGneuronTdominantGamyotrophicGlateralGsclerosisUGAmyotrophicU
LateralUSclerosisUandUOtherUMotorUNeuronUDisordersSG2008SGdSGYcbTdZ 10

203 lssociationGbetweenGhumanGpolymorphicGoylGmarkersGandGhypoxiaGadaptationGinGSherpaGdetectedG
byGaGpreliminaryGgenomeGscanUGAnnalsUofUHumanUGeneticsSG2007SGbXSGaZWTc 2.2 10

202 lGtruncationGinGtheGαYαXGgeneGassociatedGwithGcentralGcoreGlesionsGinGskeletalGmuscleGfibresUGJournalU
ofUMedicalUGeneticsSG2007SG[[SGeab 5.8 10

201 lcuteGquadriplegicGmyopathyGinGaGXbTmonthToldGboyUGJournalUofUChildUNeurologySG2000SGX]SGaZTa 2.5 10

200 xotorGneuronGdiseaseGinGtheG–aduaGdistrictGofGttalyeGanGepidemiologicalGstudyUGNeuroepidemiologySG
1996SGX]SGXbZTd 5.4 10

199 αesidualGmuscleGcytochromeGcGoxidaseGactivityGaccountsGforGsubmaximalGexerciseGlactateGthresholdG
inGchronicGprogressiveGexternalGophthalmoplegiaUGMuscleUandUNerveSG1996SGXdSGZ[YTd 3.4 10

198 yextGgenerationGsequencingGdetectionGofGlateGonsetGpompeGdiseaseUGMuscleUandUNerveSG2016SG]ZSGdcXTZ 3.4 10

197 tdentificationGofGanGintragenicGdeletionGinGtheGSrnmGgeneGthroughGaGreTevaluationGofGnegativeGnextG
generationGsequencingGresultsUGNeuromuscularUDisordersSG2016SGYaSGZabTd 2.9 10

196 –athogenesisSGclinicalGfeaturesGandGdiagnosisGofGsarcoglycanopathiesUGExpertUOpinionUonUOrphanU
DrugsSG2016SG[SGXYZdTXY]X 1.1 9

195 qamilialGpolyglucosanGbodyGmyopathyGwithGunusualGphenotypeUGNeuropathologyUandUAppliedU
NeurobiologySG2015SG[XSGZc]TdW 5.2 9

194 tncompleteGpenetranceGinGlimbTgirdleGmuscularGdystrophyGtypeGXqUGMuscleUandUNerveSG2015SG]YSGZW]Ta 3.4 9

193 lutonomicGregulationGinGmuscularGdystrophyUGFrontiersUinUPhysiologySG2013SG[SGY]b 4.6 9
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192 –revalenceGofGunsuspectedGmyopathyGinGinfantsGpresentingGforGclubfootGsurgeryUGPaediatricU
AnaesthesiaSG1995SG]SGXa]TbW 1.8 9

191 wettereGnarnitineGdeficiencyUGLancetkUTheSG1975SGYSG]][ 40 9

190 lG]TyearGclinicalGfollowTupGstudyGfromGtheGttalianGyationalGαegistryGforGqSsoUGJournalUofUNeurologySG
2021SGYacSGZ]aTZaa 5.5 9

189 plevatedGpxpressionGofGxoesinGinGxuscularGoystrophiesUGAmericanUJournalUofUPathologySG2017SGXcbSGa][Taa[5.8 8

188 xyomiαylsGandGmyostatinGasGphysicalGrehabilitationGbiomarkersGforGmyotonicGdystrophyUG
NeurologicalUSciencesSG2020SG[XSGYd]ZTYdaW 3.5 8

187 yewGtreatmentsGforGmyastheniaeGaGfocusGonGantisenseGoligonucleotidesUGDrugUDesignkUDevelopmentU
andUTherapySG2013SGbSGXZTb 4.4 8

186 wongTtermGfollowTupGresultsGinGenzymeGreplacementGtherapyGforG–ompeGdiseaseeGaGcaseGreportUG
JournalUofUInheritedUMetabolicUDiseaseSG2010SGZZGSupplGZSGSZcdTdZ 5.4 8

185 wateTonsetGrSottGwithGnovelGrllGgeneGmutationUGClinicalUGeneticsSG2007SGbXSGZb[T] 4 8

184 noTsegregationGofGwxylGandG–x–YYGgeneGmutationsGinGtheGsameGfamilyUGNeuromuscularUDisordersSG
2005SGX]SGc]cTaY 2.9 8

183 tnfantileGlipidGstorageGmyopathyGwithGnocturnalGhypoventilationGshowsGabnormalGlowTaffinityG
muscleGcarnitineGuptakeGinGvitroUGNeuromuscularUDisordersSG1999SGdSGZYWTY 2.9 8

182 yonTradioactiveGdetectionGofGXbpXXUYGduplicationGinGnxTXleGaGstudyGofGbcGpatientsUGJournalUofU
MedicalUGeneticsSG1994SGZXSGccWTZ 5.8 8

181 reneticGepidemiologyGofGmyotonicGdystrophyUGGeneticUEpidemiologySG1987SG[SGYcdTdc 2.6 8

180 nurrentGandGemergingGtherapiesGinGmeckerGmuscularGdystrophyGOmxoPUGActaUMyologicaSG2019SGZcSGXbYTXbd1.6 8

179 wrxoUGtdentificationSGdescriptionGandGclassificationUGActaUMyologicaSG2020SGZdSGYWbTYXb 1.6 8

178 yeuromuscularGdiseasesGandGnovidTXdeGldvicesGfromGscientificGsocietiesGandGearlyGobservationsGinG
ttalyUGEuropeanUJournalUofUTranslationalUMyologySG2020SGZWSGYcaTYdW 2.1 8

177 wargeGgenotypeTphenotypeGstudyGinGcarriersGofGo[Z[GborderlineGallelesGprovidesGguidanceGforG
facioscapulohumeralGmuscularGdystrophyGdiagnosisUGScientificUReportsSG2020SGXWSGYXa[c 4.9 8

176 nlrGrepeatGlengthGinGandrogenGreceptorGgeneGisGnotGassociatedGwithGamyotrophicGlateralGsclerosisUG
EuropeanUJournalUofUNeurologySG2012SGXdSGXZbZT] 6 7

175 SphingomonasGpaucimobilisGassociatedGwithGlocalisedGcalfGmyositisUGJournalUofUNeurologykU
NeurosurgeryUandUPsychiatrySG2008SGbdSGXXd[T] 5.5 7

(2008-1995)
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174 sereditaryGspasticGparaplegiaGassociatedGwithGperipheralGneuropathyeGaGdistinctGclinicalGandGgeneticG
entityUGNeuromuscularUDisordersSG2000SGXWSG[dbT]WY 2.9 7

173 zccurrenceGofGtwoGdifferentGintragenicGdeletionsGinGtwoGmaleGrelativesGaffectedGwithGouchenneG
muscularGdystrophyUGAmericanUJournalUofUMedicalUGeneticsUPartUASG1994SG]WSGc[Ta 7

172 lbsenceGofGdystrophinGandGspectrinGinGregeneratingGmuscleGfibersGfromGmeckerGdystrophyGpatientsUG
JournalUofUtheUNeurologicalUSciencesSG1994SGXYZSGccTd[ 3.2 7

171 TheGroleGofGlifeGeventsGinGtheGmyastheniaGgravisGoutcomeeGaGoneTyearGlongitudinalGstudyUGActaU
NeurologicaUScandinavicaSG1989SGbdSGYccTdX 3.8 7

170 oefectsGofGfattyTacidGoxidationGinGmuscleUGBailliereesUClinicalUEndocrinologyUandUMetabolismSG1990SG[SG]aXTcY 7

169 xalonylTnolGabnormalGinhibitionGofGresidualGenzymeGactivityGinGcarnitineGpalmitoyltransferaseG
deficiencyUGEuropeanUNeurologySG1986SGY]SGZWdTXa 2.1 7

168 UndiagnosedGmyopathyGbeforeGsurgeryGandGsafeGanaesthesiaGtableUGActaUMyologicaSG2013SGZYSGXWWT] 1.6 7

167 pTqGdehydrogenaseGadvancesGinGmolecularGgeneticsGandGimpactGonGtreatmentUGCriticalUReviewsUinU
BiochemistryUandUMolecularUBiologySG2021SG]aSGZaWTZbY 8.7 7

166 nlinicalGandGgeneticGcharacterizationGofGanGttalianGfamilyGwithGslowTchannelGsyndromeUGNeurologicalU
SciencesSG2019SG[WSG]WZT]Wb 3.5 7

165 wimbGgirdleGmuscularGdystrophieseGclinicalTgeneticalGdiagnosticGupdateGandGprospectsGforGtherapyUG
ExpertUOpinionUonUOrphanUDrugsSG2017SG]SGbadTbc[ 1.1 6

164 sereditaryGproteinGnGdeficiencyGassociatedGwithGriboflavinTresponsiveGlipidGstorageGmyopathyUG
EuropeanUJournalUofUNeurologySG1996SGZSGaXTa] 6 6

163 lutoimmuneGneuromuscularGdiseaseGinducedGbyGaGpreparationGofGcholineGacetyltransferaseUG
ExperimentalUNeurologySG1982SGb]SGYZTZ] 5.7 6

162 reographicGdistributionGofGhereditaryGmyopathiesGinGnortheastGttalyUGSocialUBiologySG1974SGYXSGYZ]T[X 6

161 αelationshipGofGserumGenzymeGchangesGtoGmuscleGdamageGinGvitaminGpGdeficiencyGofGtheGrabbitUGLoU
SperimentaleSG1968SGXXcSGZ[dTad 6

160 xicrogliaGpolarizationGbyGmitochondrialGmetabolismGmodulationeGlGtherapeuticGopportunityGinG
neurodegenerativeGdiseasesUGMitochondrionSG2019SG[aSGZZ[TZZa 4.9 6

159 nirculatingGmiαTYWaGasGaGmiomarkerGforG–atientsGlffectedGbyGSevereGwimbGrirdleGxuscleG
oystrophiesUGGenesSG2021SGXYSG 4.2 6

158 TransportinGZGOTy–zZPGandGrelatedGproteinsGinGlimbGgirdleGmuscularGdystrophyGoYGmuscleGbiopsieseGlG
morphologicalGstudyGandGpathogeneticGhypothesisUGNeuromuscularUDisordersSG2020SGZWSGac]TadY 2.9 5

157 norrelationGbetweenGpTqosGmutationsGandGdysregulationGofGserumGmyomiαsGinGxlooGpatientsUG
EuropeanUJournalUofUTranslationalUMyologySG2020SGZWSGcccW 2.1 5
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156 lGnewGfamilyGwithGtransportinopathyeGincreasedGclinicalGheterogeneityUGTherapeuticUAdvancesUinU
NeurologicalUDisordersSG2019SGXYSGXb]aYca[Xdc]W[ZZ 6.6 5

155 TherapeuticGadvancesGinGtheGmanagementGofG–ompeGdiseaseGandGotherGmetabolicGmyopathiesUG
TherapeuticUAdvancesUinUNeurologicalUDisordersSG2013SGaSGZXXTYX 6.6 5

154 lGnovelGoutTofTframeGmutationGinGtheGneurofilamentGlightGchainGgeneGOypqwPGdoesGnotGresultGinG
nharcotTxarieTToothGdiseaseGtypeGYpUGNeurogeneticsSG2005SGaSG[dT]W 3 5

153 SerumGlipidsSGlipoproteinGanalysisGandGapoproteinGlTtSGlTttGandGmGlevelsGinGqriedreichNsGataxiaUG
EuropeanUNeurologySG1990SGZWSGXZYTb 2.1 5

152 pvolutionGofGcardiacGinvolvementGinGprogressiveGophthalmoplegiaGwithGdeletedGmitochondrialGoylUG
InternationalUHeartUJournalSG1990SGZXSGXX]TYW 5

151 xyopathologicalGfindingsGinGprogressiveGmyoclonusGepilepsyUGActaUNeuropathologicaUSupplementumSG
1981SGbSGZZ[Tb 5

150 xiαylsSGxyostatinSGandGxuscleGxαtGtmagingGasGmiomarkersGofGnlinicalGqeaturesGinGmeckerGxuscularG
oystrophyUGDiagnosticsSG2020SGXWSG 3.8 5

149 renerationGofGinducedG–luripotentGStemGnellsGasGdiseaseGmodellingGofGywSoxUGMolecularUGeneticsU
andUMetabolismSG2017SGXYXSGYcTZ[ 3.7 4

148 tnterpretationGofGtheGppigeneticGSignatureGofGqacioscapulohumeralGxuscularGoystrophyGinGwightGofG
renotypeT–henotypeGStudiesUGInternationalUJournalUofUMolecularUSciencesSG2020SGYXSG 6.3 4

147 yeuromuscularGdiseaseUGoiagnosisGandGdiscoveryGinGlimbTgirdleGmuscularGdystrophyUGNatureUReviewsU
NeurologySG2016SGXYSGaTc 15 4

146 reneticGyeuromuscularGoisordersG2014SG 4

145 –reventionGofGcardiomyopathyGinGouchenneGmuscularGdystrophyUGLancetUNeurologykUTheSG2015SGX[SGXYbTc 24.1 4

144 lutophagyGinGyaturalGsistoryGandGlfterGpαTGinGrlycogenosisGTypeGttUGJIMDUReportsSG2015SGYXSGbXTb 1.9 4

143 TheGroleGofGultrastructuralGexaminationGinGstorageGdiseasesUGUltrastructuralUPathologySG2010SGZ[SGY[ZT]X 1.3 4

142 yovelGmutationsGandGpolymorphismsGinGtheGhumanGdystrophinGgeneGdetectedGbyGdoubleTstrandG
conformationGanalysisUGHumanUMutationSG1997SGdSGXccTdW 4.7 4

141 nhildhoodGdermatomyositisGassociatedGwithGintracranialGtumorGandGliverGcystsUGEuropeanUJournalUofU
PaediatricUNeurologySG2007SGXXSGbaTcW 3.8 4

140 pxpressionGprofilingGcharacterizationGofGlamininGalphaTYGpositiveGxonUGBiochemicalUandUBiophysicalU
ResearchUCommunicationsSG2006SGZ]WSGZ[]T]X 3.4 4

139 norrelationGofGclinicalGfunctionGandGmuscleGnTGscanGimagesGinGlimbTgirdleGmuscularGdystrophyUG
NeurologicalUSciencesSG2000SGYXSGSdb]Tb 3.5 4

(2000-2019)
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138 oystrophinTpositiveGmyotubesGinGinnervatedGmuscleGculturesGfromGouchenneGandGmeckerGmuscularG
dystrophyGpatientsUGNeuromuscularUDisordersSG1993SGZSGXXdTYb 2.9 4

137 VariabilityGofGtheGexpressionGofGmuscleGmitochondrialGdamageGinGocularGmitochondrialGmyopathyUG
NeuromuscularUDisordersSG1992SGYSGZdbT[W[ 2.9 4

136 qurtherGevidenceGofGaGduplicationGinGXbpXXUYGinGfamiliesGwithGrecurrenceGofGsxSyGtaG
OnharcotTxarieTToothGneuropathyGtypeGtaPUGHumanUGeneticsSG1992SGdWSGYZXT[ 6.3 4

135 lssessmentGofGtheGvalueGofGthymicGscanGinGmyastheniaGgravisUGJournalUofUNeurologySG1979SGYYWSGYXTd 5.5 4

134 lbnormalGmyomuscularGjunctionsGandGlnhpGinGaGcongenitalGneuromuscularGdiseaseUGMuscleUandU
NerveSG1980SGZSGY[WTb 3.4 4

133 ruanidineGhydrochlorideGinGinfantileGandGjuvenileGspinalGmuscularGatrophyUGlGdoubleGblindGcontrolledG
studyUGActaUNeurologicaSG1980SGYSG[aWT] 4

132 nentralGyervousGSystemGtnvolvementGasGzutcomeGxeasureGforGnlinicalGTrialsGpfficacyGinGxyotonicG
oystrophyGTypeGXUGFrontiersUinUNeurologySG2020SGXXSGaY[ 4.1 4

131 nopyGyumberGVariantsGlccountGforGaGTinyGqractionGofGUndiagnosedGxyopathicG–atientsUGGenesSG2018
SGdSG 4.2 4

130
xorphologicalGstudyGofGTy–zZGandGSαSqXGinteractionGduringGmyogenesisGbyGcombiningGconfocalSG
structuredGilluminationGandGelectronGmicroscopyGanalysisUGMolecularUandUCellularUBiochemistrySG2021SG
[baSGXbdbTXcXX

4.2 4

129 xorphologicalGchangesGinGlateGonsetGacidGxaltaseGdeficientGpatientsGwithGsplicingGgeneGmutationUG
ActaUMyologicaSG2003SGYYSGdWTa 1.6 4

128 lT–XlZGmutantGpatientGwithGalternatingGhemiplegiaGofGchildhoodGandGbrainGspectroscopicG
abnormalitiesUGJournalUofUtheUNeurologicalUSciencesSG2017SGZbdSGZaTZc 3.2 3

127 xicroαylGsignaturesGpredictGdysregulatedGvitaminGoGreceptorGandGcalciumGpathwaysGstatusGinGlimbG
girdleGmuscleGdystrophiesGOwrxoPGYlVYmUGCellUBiochemistryUandUFunctionSG2016SGZ[SG[X[TYY 4.2 3

126 yeuromuscularGdiseaseseGadvancesGinGtherapyGandGdiagnosisUGLancetUNeurologykUTheSG2012SGXXSGX]Tb 24.1 3

125 –UaU[GSalbutamolGtolerabilityGandGefficacyGinGadultGtypeGtttGSxlGpatientseGαesultsGofGaGmulticentricSG
molecularGandGclinicalSGdoubleTblindSGplaceboTcontrolledGstudyUGNeuromuscularUDisordersSG2013SGYZSGbbX 2.9 3

124 oisordersGofGlipidGmetabolismUGHandbookUofUClinicalUNeurologyUnUEditedUByUPUJUVinkenUandUGUWUBruynSG
2007SGcaSGXcZTdX 3 3

123 rU–U[UWbGαelationGbetweenGwrxoYmGprogressionGandGphysicalGactivityUGNeuromuscularUDisordersSG
2007SGXbSGbcd 2.9 3

122 –renatalGdiagnosisGinGaGfamilyGaffectedGwithGbetaTsarcoglycanGmuscularGdystrophyUGNeuromuscularU
DisordersSG1999SGdSGZYZT] 2.9 3

121 rlucoseGandGketoneGbodyGturnoverGinGcarnitineTpalmitoylTtransferaseGdeficiencyUGMetabolismyU
ClinicalUandUExperimentalSG1987SGZaSGcYXTa 12.7 3
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120 StateGofGtheGartGinGmuscleGglycogenosesUGActaUMyologicaSG2010SGYdSGZZdT[Y 1.6 3

119 lGmulticenterSGdoubleTblindSGrandomizedGtrialGofGdeflazacortGversusGprednisoneGinGouchenneG
muscularGdystrophyG2000SGYZSGXZ[[ 3

118 TheGclinicalGandGmolecularGspectrumGofGautosomalGdominantGlimbTgirdleGmuscularGdystrophiesG
focusingGonGtransportinopathyUGExpertUOpinionUonUOrphanUDrugsSG2019SGbSGYYZTYZY 1.1 2

117 rU–UY]XUGNeuromuscularUDisordersSG2014SGY[SGcdY 2.9 2

116 orugsGinGdevelopmentGandGdietaryGapproachGforGouchenneGmuscularGdystrophyUGOrphanUDrugsyU
ResearchUandUReviewsSG2015SG]X 2

115 nhapterGZXeGmuscularGdystrophyUGHandbookUofUClinicalUNeurologyUnUEditedUByUPUJUVinkenUandUGUWU
BruynSG2010SGd]SG[bbTcc 3 2

114 tncreasedGaldosteroneGlevelsGinGacuteGmountainGsicknessGatGnapannaGαeginaGxargheritaUGWildernessU
andUEnvironmentalUMedicineSG1997SGcSGY[bTd 1.4 2

113
oefectiveGassemblyGofGsarcoglycanGcomplexGinGpatientsGwithGbetaTsarcoglycanGgeneGmutationsUG
StudyGofGaneuralGandGinnervatedGculturedGmyotubesUGNeuropathologyUandUAppliedUNeurobiologySG
2002SGYcSGXdWTd

5.2 2

112 yewGtherapiesGinGmuscularGdystrophiesUGNeurologicalUSciencesSG2000SGYXSGSdXdTY[ 3.5 2

111 luditGofGcareGofGacuteGinflammatoryGpolyradiculoneuropathyGinGttalyUGPharmacoepidemiologyUandU
DrugUSafetySG1995SG[SGXZbTX[a 2.6 2

110 ToxicGmyopathyGinducedGbyGindustrialGmineralsGoilseGclinicalGandGhistopathologicalGfeaturesUGItalianU
JournalUofUNeurologicalUSciencesSG1986SGbSG]ddTaW[ 2

109 xyotonicGdystrophyGandGchromosomeGtranslocationGsegregatingGinGtheGsameGfamilyUGJournalUofU
NeurogeneticsSG1987SG[SG[bT]a 1.6 2

108 –eronealGmuscularGatrophyGwithGataxiaGandGpartialGmyoclonicGepilepsyUGJournalUofUNeurologySG1981SG
YYaSGXTXZ 5.5 2

107 ouchenneGcarrierGdetectionUGLancetkUTheSG1976SGYSG[X]Ta 40 2

106 seterogeneityGofGnharcotTxarieTToothGdiseaseGsuggestedGbyGaGlinkageGstudyUGAdvancesUinUNeurology
SG1988SG[cSGYWdTXd 2

105 nhallengesGandGprogressGinGtheGdiagnosisGofGnongenitalGxuscularGoystrophiesUGExpertUOpinionUonU
OrphanUDrugsSG2016SG[SGZ[bTZ]c 1.1 2

104 qattyGlcidGxitochondrialGoisorders]WXT]XX 2

103 qamilialGlwSeGclinicalSGgeneticGandGmorphologicalGfeaturesUGAdvancesUinUExperimentalUMedicineUandU
BiologySG1987SGYWdSGXWdTXW 3.6 2

(1987-2010)
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102 TheGroleGofGtransmissionGelectronGmicroscopyGinGvacuoleTassociatedGmyopathiesUGUltrastructuralU
PathologySG2017SG[XSGccTdW 1.3 1

101 nanGmiαTZ[aGbeGsuitableGforGmonitoringGsensorineuralGhearingGlossGinGpatientsGwithGmitochondrialG
diseasejGlGcaseGseriesUGInternationalUJournalUofUNeuroscienceSG2020SGXZWSGXYbYTXYbb 2 1

100 ouchenneGxuscularGoystrophyG2018SGZTb 1

99 xitochondrialGnomplexGtGoeficiencyGdueGtoGlnlodGoeficiencyG2018SGYdXTYdY 1

98 pnzymeGreplacementGtherapyGforGtheGtreatmentGofG–ompeGdiseaseUGExpertUOpinionUonUOrphanUDrugsSG
2018SGaSGZXXTZXc 1.1 1

97 yewG–athogeneticGxechanismsGthatGwinkGlutophagyGtoG–ompeGoiseaseUGJournalUofUNeuromuscularU
DiseasesSG2015SGYSGSdTSd 5 1

96 xultifactorialGstudyGofGinflammatoryGmyopathiesUGαeportGofGYdGcasesUGItalianUJournalUofUNeurologicalU
SciencesSG1993SGX[SGadTba 1

95 qatalGlipidGstorageGwithGabnormalGmitochondriaGinGanGinfantUGActaUNeuropathologicaUSupplementumSG
1981SGbSGYYXT] 1

94 spαpotTlαYGS–spαznYTzStSGtyG–pαzyplwGxUSnUwlαGlTαz–sYG1978SG[Z]T[[W 1

93 lssessingGdiagnosisGandGmanagingGrespiratoryGandGcardiacGcomplicationsGofGsarcoglycanopathyUG
ExpertUOpinionUonUOrphanUDrugsSG2020SGcSG]X]T]YZ 1.1 1

92 ppidemiologyGofGmotorGneuronGdiseaseGinGnorthTeastGVenetoGregioneGVeniceSG–aduaSGandGmellunoG
–rovincesGOXdbYTXdcXPUGAdvancesUinUExperimentalUMedicineUandUBiologySG1987SGYWdSGZZZTb 3.6 1

91 puropeanGqederationGofGtheGyeurologicalGSocietiesGguidelinesGonGtheGdiagnosticGapproachGtoG
paucisymptomaticGorGasymptomaticGhypernvemiaUGMuscleUandUNerveSG2020SGaXSGpX[TpX] 3.4 1

90 oiagnosticGchallengesGinGmetabolicGmyopathiesUGExpertUReviewUofUNeurotherapeuticsSG2020SGYWSGXYcbTXYdc4.3 1

89 pxerciseSGnutritionGandGenzymeGreplacementGtherapyGareGefficaciousGinGadultG–ompeGpatientseGreportG
fromGp–znGnonsortiumUGEuropeanUJournalUofUTranslationalUMyologySG2021SGZXSG 2.1 1

88 αecurrentGyYWdQGlmso]GmutationGinGtwoGunreportedGfamiliesGwithGnhanarinGoorfmanGSyndromeUG
EuropeanUJournalUofUTranslationalUMyologySG2021SGZXSG 2.1 1

87 xicroαylsGareGappropriateGinGmitochondrialGrelatedGhearingGlossjGlnswerGtoGtheGskepticismUG
OrphanetUJournalUofURareUDiseasesSG2018SGXZSGXXd 4.2 1

86 lnGupdatedGreviewGonGtheGroleGofGprescribedGexerciseGinGtheGmanagementGofGlmyotrophicGlateralG
sclerosisUGExpertUReviewUofUNeurotherapeuticsSG2021SGYXSGcbXTcbd 4.3 1

85 nhangingGnharacteristicsGofGwateTznsetG–ompeGoiseaseG–atientsGinGttalyeGoataGfromGtheG–ompeG
αegistryUGJournalUofUNeuromuscularUDiseasesSG2015SGYSGSZaTSZb 5 0
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84 nardiomyopathyGinGaGpatientGwithGlimbTgirdleGmuscularGdystrophyGtypeGYoeG–athomorphologicalG
aspectsUGForensicUScienceUInternationalyUGeneticsUSupplementUSeriesSG2009SGXSG]cTaY 0

83 αecommendationsGforGtravelingGtoGaltitudeGwithGneurologicalGdisordersUUGJournalUofUCentralUNervousU
SystemUDiseaseSG2021SGXZSGXXbd]bZ]YXXW]Z[[c 4.4 0

82 wimbTrirdleGxuscularGoystrophyGTypeGXqG2018SG[XT[[

81 wimbTrirdleGxuscularGoystrophyGTypeGYlG2018SG[]T]W

80 wimbTrirdleGxuscularGoystrophyGTypeGYmG2018SG]XT]]

79 wimbTrirdleGxuscularGoystrophyGTypeGYnG2018SG]bTaW

78 wimbTrirdleGxuscularGoystrophyGTypeGYoG2018SGaXTa[

77 wimbTrirdleGxuscularGoystrophyGTypeGYpG2018SGa]Tad

76 wimbTrirdleGxuscularGoystrophyGTypeGYsG2018SGbZTb[

75 wimbTrirdleGxuscularGoystrophyGTypeGYtG2018SGb]Tbc

74 wimbTrirdleGxuscularGoystrophyGTypeGYuG2018SGbdTcX

73 ouchenneGxuscularGoystrophyGnarrierG2018SGdTXY

72 wimbTrirdleGxuscularGoystrophyGTypeGYwG2018SGcbTcd

71 wimbTrirdleGxuscularGoystrophyGTypeGYTG2018SGdbTdc

70 nongenitalGxuscularGoystrophyGTypeGXlG2018SGddTXWZ

69 qukuyamaGnongenitalGxuscularGoystrophyeGWalkerTWarburgGSyndromeG2018SGXWbTXXW

68 meckerGxuscularGoystrophyG2018SGXZTXa

67 zculopharyngealGxuscularGoystrophyG2018SGXZZTXZ[

(2018-2009)
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66 pmeryToreifussGxuscularGoystrophyGTypeG[G2018SGY]TYc

65 wimbTrirdleGxuscularGoystrophyGTypeGXlG2018SGYdTZX

64 wimbTrirdleGxuscularGoystrophyGTypeGXnG2018SGZbT[W

63 nongenitalGyemalineGxyopathyGTypeGXG2018SGX]dTXaW

62 nongenitalGyemalineGxyopathyGTypeGYG2018SGXaXTXa]

61 nongenitalGxyofibrillarGxyopathyGTypeGYG2018SGXbdTXcW

60 nongenitalGxyofibrillarGxyopathyGTypeG]G2018SGXcXTXcY

59 VacuolarGxyopathyGwithGnalsequestrinGlggregatesG2018SGXdXTXdZ

58 xyotonicGoystrophyGTypeGYSG–roximalGxyotonicGxyopathyG2018SGYWdTYXY

57 sypokalemicG–eriodicG–aralysisGTypeGXG2018SGYYXTYYY

56 nongenitalGxyasthenicGSyndromeGTypeGXXG2018SGYZZTYZ[

55 rlycogenosisGTypeGYSG–ompeGoiseaseG2018SGY[XTY[b

54 rlycogenosisGTypeG[SGlndersenGoiseaseG2018SGY]ZTY][

53 rlycogenosisGTypeG]SGxclrdleGoiseaseG2018SGY]]TY]b

52 rlycogenosisGTypeGbSGTaruiGoiseaseG2018SGY]dTYaW

51 –olyglucosanGmodyGxyopathyGTypeGYG2018SGYa]TYac

50 nhronicG–rogressiveGpxternalGzphthalmoplegiaG2018SGYbZTYba

49 xpwlSGOxyopathySGpncephalopathySGwacticGlcidosisSGStrokeTwikeGppisodesPG2018SGYbbTYcY
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48 xitochondrialGpncephalomyopathyGwithGnzXGoeficiencyG2018SGYcbTYdW

47 SpasticG–araparesisGTypeG[G2018SG[WZT[W]

46 zpticGltrophyG–lusGSyndromeG2018SG[XXT[XZ

45 lmyotrophicGwateralGSclerosisGTypeGYSGuuvenileG2018SG[XdT[YX

44 SystemicG–rimaryGnarnitineGoeficiencyG2018SGZWbTZXX

43 SpinalGxuscularGltrophyGTypeGXSGWerdnigTsoffmannGoiseaseG2018SGZ[XTZ[Z

42 SpinalGxuscularGltrophyGTypeGYSGWerdnigTsoffmannGoiseaseG2018SGZ[]TZ[b

41 SpinalGxuscularGltrophyGTypeGZSGvugelbergTWelanderGoiseaseG2018SGZ[dTZ]X

40 SpinalGmulbarGxuscularGltrophySGvennedyGoiseaseG2018SGZ]ZTZ]a

39 nharcotTxarieTToothGyeuropathyGwithG–yramidalGqeaturesG2018SGZb]TZbc

38 oistalGsereditaryGxotorGyeuropathyGTypeGYnG2018SGZcdTZdW

37 wimbTrirdleGxuscularGoystrophyGwithGppidermolysisGmullosaGSimplexG2018SGdZTd]

36 xyotonicGoystrophyGTypeGXSGSteinertGoiseaseG2018SGXddTYWZ

35 qacioscapulohumeralGxuscularGoystrophyGTypeGXlG2018SGXYZTXYb

34 pndocrinologicalGxyopathiesG2016SGX[ZTX][

33 αesponseGtoeGxitochondrialGneuropathyGaffectsGperipheralGandGcranialGnervesGandGisGprimaryGorG
secondaryGorGbothUGNeuromuscularUDisordersSG2016SGYaSG][d 2.9

32 meckerGxuscularGoystrophyG2014SGXZTXb

31 qacioscapulohumeralGxuscularGoystrophyGTypeGXlG2014SGXW]TXWd

(2014-2018)
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30 ouchenneGxuscularGoystrophyG2014SGZTb

29 –ompeGoiseaseGoiagnosisSGTreatmentSGandGzutcomesGinGttalyeG–ompeGoiseaseGαegistryGoataGfromG
ttalyGnomparedGwithGtheGαestTofTWorldUGClinicalUTherapeuticsSG2011SGZZSGSZ] 3.5

28 yutritionalGαecommendationsGforG–atientsGwithGrlycogenGStorageGoiseaseGTypeGttUGClinicalU
TherapeuticsSG2008SGZWSGSYX 3.5

27 qattyGlcidGxitochondrialGoisorders]YaT]ZZ
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