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456 ßheGrumanGzhenotypeGyntologyGinGYWXaUGNucleiccAcidscResearchSG2017SG[]SGnb_]Tnba_ 20.1 507

455 zhenotypicGspectrumGassociatedGwithGmutationsGofGtheGmitochondrialGpolymeraseGgammaGgeneUG
BrainSG2006SGXYcSGX_a[Tb[ 11.2 363

454 ßheGßRokßTxwnGnwnGqlobalGnatabasedGanalysisGofGmoreGthanGaSWWWGnuchenneGmuscularGdystrophyG
mutationsUGHumancMutationSG2015SGZ_SGZc]T[WY 4.7 338

453 wutationsGinGdynaminGYGcauseGdominantGcentronuclearGmyopathyUGNaturecGeneticsSG2005SGZaSGXYWaTc 36.3 335

452 oxpansionGofGtheGrumanGzhenotypeGyntologyGOrzyPGknowledgeGbaseGandGresourcesUGNucleiccAcidsc
ResearchSG2019SG[aSGnXWXbTnXWYa 20.1 333

451 ßheGmyopathicGformGofGcoenzymeG XWGdeficiencyGisGcausedGbyGmutationsGinGtheG
electronTtransferringTflavoproteinGdehydrogenaseGOoßpnrPGgeneUGBrainSG2007SGXZWSGYWZaT[[ 11.2 247

450 kGmutationGinGtheGdimerizationGdomainGofGfilaminGcGcausesGaGnovelGtypeGofGautosomalGdominantG
myofibrillarGmyopathyUGAmericancJournalcofcHumancGeneticsSG2005SGaaSGYcaTZW[ 11 227

449 wildlyGaffectedGpatientsGwithGspinalGmuscularGatrophyGareGpartiallyGprotectedGbyGanGincreasedGSwxYG
copyGnumberUGHumancGeneticsSG2006SGXXcSG[YYTb 6.3 222

448 wutationGinGßkmyXSGencodingGaGtranslationalGactivatorGofGmy₀GsSGresultsGinGcytochromeGcGoxidaseG
deficiencyGandGlateTonsetGveighGsyndromeUGNaturecGeneticsSG2009SG[XSGbZZTa 36.3 218

447 nokTaGmutationsGunderlieGaGneuromuscularGjunctionGsynaptopathyUGScienceSG2006SGZXZSGXca]Tb 33.3 217

446 SnrkpXSGencodingGaGv₁RGcomplexTssGspecificGassemblyGfactorSGisGmutatedGinGSnrTdefectiveGinfantileG
leukoencephalopathyUGNaturecGeneticsSG2009SG[XSG_][T_ 36.3 209

445 zrevalenceSGincidenceGandGcarrierGfrequencyGofG]qTlinkedGspinalGmuscularGatrophyGTGaGliteratureG
reviewUGOrphanetcJournalcofcRarecDiseasesSG2017SGXYSGXY[ 4.2 201

444 snternationalGmooperationGtoGonableGtheGniagnosisGofGkllGRareGqeneticGniseasesUGAmericancJournalcofc
HumancGeneticsSG2017SGXWWSG_c]TaW] 11 200

443 wutationsGinGSsvXGcauseGwarinescoTSjˆ¶grenGsyndromeSGaGcerebellarGataxiaGwithGcataractGandG
myopathyUGNaturecGeneticsSG2005SGZaSGXZXYT[ 36.3 198

442 klterationsGinGtheGankyrinGdomainGofGßRzV[GcauseGcongenitalGdistalGSwkSGscapuloperonealGSwkGandG
rwSxYmUGNaturecGeneticsSG2010SG[YSGX_WT[ 36.3 191

441 knGagrinGminigeneGrescuesGdystrophicGsymptomsGinGaGmouseGmodelGforGcongenitalGmuscularG
dystrophyUGNatureSG2001SG[XZSGZWYTa 50.4 188

440 vateGonsetGzompeGdiseasedGclinicalGandGneurophysiologicalGspectrumGofGZbGpatientsGincludingG
longTtermGfollowTupGinGXbGpatientsUGNeuromuscularcDisordersSG2007SGXaSG_cbTaW_ 2.9 175

HannsuLochmˆ…ller

2



439 RiskGofGdevelopingGaGmitochondrialGnxkGdeletionGdisorderUGLancetpcTheSG2004SGZ_[SG]cYT_ 40 161

438 kGfounderGmutationGinGknoctaminG]GisGaGmajorGcauseGofGlimbTgirdleGmuscularGdystrophyUGBrainSG2011SG
XZ[SGXaXTXbY 11.2 157

437 wutationsGandGpolymorphismsGofGtheGskeletalGmuscleGalphaTactinGgeneGOkmßkXPUGHumancMutationSG
2009SGZWSGXY_aTaa 4.7 150

436 nystrophinGexpressionGinGmusclesGofGmdxGmiceGafterGadenovirusTmediatedGinGvivoGgeneGtransferUG
HumancGenecTherapySG1996SGaSGXYcT[W 4.8 148

435 kutosomalTdominantGdistalGmyopathyGassociatedGwithGaGrecurrentGmissenseGmutationGinGtheGgeneG
encodingGtheGnuclearGmatrixGproteinSGmatrinGZUGAmericancJournalcofcHumancGeneticsSG2009SGb[SG]XXTb 11 136

434 zhenotypicalGspectrumGofGnyuaGmutationsGinGcongenitalGmyasthenicGsyndromesUGBrainSG2007SGXZWSGX[caT]W_11.2 129

433 zathologicalGconsequencesGofGVmzGmutationsGonGhumanGstriatedGmuscleUGBrainSG2007SGXZWSGZbXTcZ 11.2 128

432 knG₀TlinkedGmyopathyGwithGposturalGmuscleGatrophyGandGgeneralizedGhypertrophySGtermedG₀wzwkSG
isGcausedGbyGmutationsGinGprvXUGAmericancJournalcofcHumancGeneticsSG2008SGbYSGbbTcc 11 127

431 RnTmonnectdGanGintegratedGplatformGconnectingGdatabasesSGregistriesSGbiobanksGandGclinicalG
bioinformaticsGforGrareGdiseaseGresearchUGJournalcofcGeneralcInternalcMedicineSG2014SGYcGSupplGZSGSabWTa 4 124

430 rexosamineGbiosyntheticGpathwayGmutationsGcauseGneuromuscularGtransmissionGdefectUGAmericanc
JournalcofcHumancGeneticsSG2011SGbbSGX_YTaY 11 124

429 ßheGubiquitinTselectiveGchaperoneGmnmT[bVpcaGlinksGmyosinGassemblyGtoGhumanGmyopathyUGNaturec
CellcBiologySG2007SGcSGZacTcW 23.4 122

428 oscobarGsyndromeGisGaGprenatalGmyastheniaGcausedGbyGdisruptionGofGtheGacetylcholineGreceptorGfetalG
gammaGsubunitUGAmericancJournalcofcHumancGeneticsSG2006SGacSGZWZTXY 11 121

427 mlinicalGandGmorphologicalGphenotypeGofGtheGfilaminGmyopathydGaGstudyGofGZXGqermanGpatientsUG
BrainSG2007SGXZWSGZY]WT_[ 11.2 120

426 mlinicalGandGgeneticGfindingsGinGaGlargeGcohortGofGpatientsGwithGryanodineGreceptorGXGgeneTassociatedG
myopathiesUGHumancMutationSG2012SGZZSGcbXTb 4.7 119

425  uantitativeGmuscleGwRsGasGanGassessmentGtoolGforGmonitoringGdiseaseGprogressionGinGvqwnYsdGaG
multicentreGlongitudinalGstudyUGPLoScONESG2013SGbSGeaWccZ 3.7 116

424 zartialGdeficiencyGofGtheGmTterminalTdomainGphosphataseGofGRxkGpolymeraseGssGisGassociatedGwithG
congenitalGcataractsGfacialGdysmorphismGneuropathyGsyndromeUGNaturecGeneticsSG2003SGZ]SGXb]Tc 36.3 116

423 witochondrialGphosphateTcarrierGdeficiencydGaGnovelGdisorderGofGoxidativeGphosphorylationUG
AmericancJournalcofcHumancGeneticsSG2007SGbWSG[abTb[ 11 113

422 mlinicalGandGmolecularGgeneticGfindingsGinGmyv TmutantGcongenitalGmyasthenicGsyndromesUGBrainSG
2008SGXZXSGa[aT]c 11.2 112
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421 snfantileGspinalGmuscularGatrophyGwithGrespiratoryGdistressGtypeGXGOSwkRnXPUGAnnalscofcNeurologySG
2003SG][SGaXcTY[ 9.4 112

420 SerumGmatrixGmetalloproteinaseTcGOwwzTcPGasGaGbiomarkerGforGmonitoringGdiseaseGprogressionGinG
nuchenneGmuscularGdystrophyGOnwnPUGNeuromuscularcDisordersSG2011SGYXSG]_cTab 2.9 110

419 ßheGburdenGofGnuchenneGmuscularGdystrophydGanGinternationalSGcrossTsectionalGstudyUGNeurologySG
2014SGbZSG]YcTZ_ 6.5 108

418 niagnosticGvalueGofGmuscleGwRsGinGdifferentiatingGvqwnYsGfromGotherGvqwnsUGJournalcofcNeurologySG
2005SGY]YSG]ZbT[a 5.5 108

417 wutationGhistoryGofGtheGromaVgypsiesUGAmericancJournalcofcHumancGeneticsSG2004SGa]SG]c_T_Wc 11 106

416 mongenitalGmyasthenicGsyndromesGdueGtoGmutationsGinGkvqYGandGkvqX[UGBrainSG2013SGXZ_SGc[[T]_ 11.2 103

415 pactorsGinfluencingGtheGefficacySGlongevitySGandGsafetyGofGelectroporationTassistedGplasmidTbasedG
geneGtransferGintoGmouseGmusclesUGMolecularcTherapySG2004SGXWSG[[aT]] 11.7 102

414 wuscleGfibresGandGculturedGmuscleGcellsGexpressGtheGlaUXVYTrelatedGinducibleGcoTstimulatoryG
moleculeSGsmySvdGimplicationsGforGtheGpathogenesisGofGinflammatoryGmyopathiesUGBrainSG2003SGXY_SGXWY_TZ]11.2 101

413 snternationalGmharterGofGprinciplesGforGsharingGbioTspecimensGandGdataUGEuropeancJournalcofcHumanc
GeneticsSG2015SGYZSGaYXTb 5.3 98

412
ßargetedGnextTgenerationGsequencingGofGaGXYU]GwbGhomozygousGregionGrevealsGkxyXWGmutationsG
inGpatientsGwithGautosomalTrecessiveGcerebellarGataxiaUGAmericancJournalcofcHumancGeneticsSG2010SG
baSGbXZTc

11 98

411 wolecularGbasisGofGinfantileGreversibleGcytochromeGcGoxidaseGdeficiencyGmyopathyUGBrainSG2009SGXZYSGZX_]Ta[11.2 96

410 nystrophinTdeficientGpigsGprovideGnewGinsightsGintoGtheGhierarchyGofGphysiologicalGderangementsGofG
dystrophicGmuscleUGHumancMolecularcGeneticsSG2013SGYYSG[Z_bTbY 5.6 94

409
rumanGmuscleGcellsGexpressGaGlaTrelatedGmoleculeSGlaTrXSGwithGstrongGnegativeGimmuneGregulatoryG
potentialdGaGnovelGmechanismGofGcounterbalancingGtheGimmuneGattackGinGidiopathicGinflammatoryG
myopathiesUGFASEBcJournalSG2003SGXaSGXbcYT[

0.9 90

408 wutationsGinGqwzzlGcauseGcongenitalGmyasthenicGsyndromeGandGbridgeGmyasthenicGdisordersGwithG
dystroglycanopathiesUGBrainSG2015SGXZbSGY[cZT]W[ 11.2 89

407 wissenseGmutationsGofGkmßkXGcauseGdominantGcongenitalGmyopathyGwithGcoresUGJournalcofcMedicalc
GeneticsSG2004SG[XSGb[YTb 5.8 88

406 putureGofGRareGniseasesGResearchGYWXaTYWYadGknGsRniRmGzerspectiveUGClinicalcandcTranslationalc
ScienceSG2018SGXXSGYXTYa 4.9 86

405 oxpressionGofGtheGo_GandGoaGgenesGofGhumanGpapillomavirusGOrzVX_PGextendsGtheGlifeGspanGofG
humanGmyoblastsUGExperimentalcCellcResearchSG1999SGY[bSGXb_TcZ 4.2 85

404 mlinicalGyutcomesGinGnuchenneGwuscularGnystrophydGkGStudyGofG]Z[]GzatientsGfromGtheGßRokßTxwnG
nwnGqlobalGnatabaseUGJournalcofcNeuromuscularcDiseasesSG2017SG[SGYcZTZW_ 5 84
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403 SympatheticGinnervationGcontrolsGhomeostasisGofGneuromuscularGjunctionsGinGhealthGandGdiseaseUG
ProceedingscofcthecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaSG2016SGXXZSGa[_T]W 11.5 82

402 kdultTonsetGcerebellarGataxiaGdueGtoGmutationsGinGmklmXVknmuZUGJournalcofcNeurologypc
NeurosurgerycandcPsychiatrySG2012SGbZSGXa[Tb 5.5 82

401 vimbTgirdleGmuscularGdystrophiesUGCurrentcOpinioncincNeurologySG2008SGYXSG]a_Tb[ 7.1 82

400 zhenotypesGofGtheGxbbSGlerardinelliTSeipGcongenitalGlipodystrophyGYGmutationUGAnnalscofcNeurology
SG2005SG]aSG[X]TY[ 9.4 82

399 kffinityGproteomicsGwithinGrareGdiseasesdGaGlsyTxwnGstudyGforGbloodGbiomarkersGofGmuscularG
dystrophiesUGEMBOcMolecularcMedicineSG2014SG_SGcXbTZ_ 12 81

398 kttenuatedGmuscleGregenerationGisGaGkeyGfactorGinGdysferlinTdeficientGmuscularGdystrophyUGHumanc
MolecularcGeneticsSG2009SGXbSGXca_Tbc 5.6 81

397 opxSGguidelineGonGdiagnosisGandGmanagementGofGlimbGgirdleGmuscularGdystrophiesUGEuropeanc
JournalcofcNeurologySG2007SGX[SGXZW]TXY 6 81

396 o₀ySmbGmutationsGalterGmRxkGmetabolismGandGcauseGhypomyelinationGwithGspinalGmuscularG
atrophyGandGcerebellarGhypoplasiaUGNaturecCommunicationsSG2014SG]SG[Yba 17.4 80

395
mongenitalGmyasthenicGsyndromesdGachievementsGandGlimitationsGofGphenotypeTguidedG
geneTafterTgeneGsequencingGinGdiagnosticGpracticedGaGstudyGofG_bWGpatientsUGHumancMutationSG2012SG
ZZSGX[a[Tb[

4.7 80

394 ßheGßRokßTxwnGnuchenneGmuscularGdystrophyGregistriesdGconceptionSGdesignSGandGutilizationGbyG
industryGandGacademiaUGHumancMutationSG2013SGZ[SGX[[cT]a 4.7 78

393 mommonalityGofGßRswZYGmutationGinGcausingGsarcotubularGmyopathyGandGvqwnYrUGAnnalscofc
NeurologySG2005SG]aSG]cXT] 9.4 78

392 SynaptotagminGYGmutationsGcauseGanGautosomalTdominantGformGofGlambertTeatonGmyasthenicG
syndromeGandGnonprogressiveGmotorGneuropathyUGAmericancJournalcofcHumancGeneticsSG2014SGc]SGZZYTc 11 77

391 ßheGphenotypicGspectrumGofGneutralGlipidGstorageGmyopathyGdueGtoGmutationsGinGtheGzxzvkYGgeneUG
JournalcofcNeurologySG2011SGY]bSGXcbaTca 5.5 77

390 snheritanceGpatternsGandGphenotypicGfeaturesGofGmyofibrillarGmyopathyGassociatedGwithGaGlkqZG
mutationUGNeuromuscularcDisordersSG2010SGYWSG[ZbT[Y 2.9 77

389
xoGoverallGhyposialylationGinGhereditaryGinclusionGbodyGmyopathyGmyoblastsGcarryingGtheG
homozygousGwaXYßGqxoGmutationUGBiochemicalcandcBiophysicalcResearchcCommunicationsSG2005SG
ZYbSGYYXT_

3.4 76

388 ßheGnonTclassicalGwrmGmoleculeGrvkTqGprotectsGhumanGmuscleGcellsGfromGimmuneTmediatedGlysisdG
implicationsGforGmyoblastGtransplantationGandGgeneGtherapyUGBrainSG2003SGXY_SGXa_Tb] 11.2 76

387 SafetyGandGßreatmentGoffectsGofGxusinersenGinGvongstandingGkdultG]qTSwkGßypeGZGTGkGzrospectiveG
ybservationalGStudyUGJournalcofcNeuromuscularcDiseasesSG2019SG_SG[]ZT[_] 5 75

386 ReversibleGmolecularGpathologyGofGskeletalGmuscleGinGspinalGmuscularGatrophyUGHumancMolecularc
GeneticsSG2011SGYWSG[ZZ[T[[ 5.6 75
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385 nysferlinGassociatesGwithGtheGdevelopingGßTtubuleGsystemGinGrodentGandGhumanGskeletalGmuscleUG
MusclecandcNerveSG2010SG[XSGX__TaZ 3.4 75

384
oxpressionGofGtollTlikeGreceptorsGbyGhumanGmuscleGcellsGinGvitroGandGinGvivodGßvRZGisGhighlyGexpressedG
inGinflammatoryGandGrsVGmyopathiesSGmediatesGsvTbGreleaseGandGupTregulationGofGxuqYnTligandsUG
FASEBcJournalSG2006SGYWSGXXbTYW

0.9 73

383 ßheGprinciplesGofGgeneGtherapyGforGtheGnervousGsystemUGTrendscincNeurosciencesSG1996SGXcSG[cT][ 13.3 72

382 kgrinGmutationsGleadGtoGaGcongenitalGmyasthenicGsyndromeGwithGdistalGmuscleGweaknessGandG
atrophyUGBrainSG2014SGXZaSGY[YcT[Z 11.2 69

381 ScapuloperonealGsyndromeGtypeGuaeserGandGaGwideGphenotypicGspectrumGofGadultTonsetSGdominantG
myopathiesGareGassociatedGwithGtheGdesminGmutationGRZ]WzUGBrainSG2007SGXZWSGX[b]Tc_ 11.2 68

380 wuscleGpathologyGinG]aGpatientsGwithGmyotonicGdystrophyGtypeGYUGMusclecandcNerveSG2004SGYcSGYa]TbX 3.4 68

379
righTlevelGdystrophinGexpressionGafterGadenovirusTmediatedGdystrophinGminigeneGtransferGtoG
skeletalGmuscleGofGdystrophicGdogsdGprolongationGofGexpressionGwithGimmunosuppressionUGHumanc
GenecTherapySG1998SGcSG_YcTZ[

4.8 68

378 ßheGpUqX][SGmutationGofGtheGalphaTlGcrystallinGgeneGOmR₁klPGcausesGlateTonsetGdistalGmyopathyUG
NeuromuscularcDisordersSG2010SGYWSGY]]Tc 2.9 67

377 xuclearGfactorsGinvolvedGinGmitochondrialGtranslationGcauseGaGsubgroupGofGcombinedGrespiratoryG
chainGdeficiencyUGBrainSG2011SGXZ[SGXbZTc] 11.2 64

376 nifferentialGshortTtermGtransductionGefficiencyGofGadultGversusGnewbornGmouseGtissuesGbyG
adenoviralGrecombinantsUGExperimentalcandcMolecularcPathologySG1995SG_YSGXZXT[Z 4.4 64

375 xewGaspectsGonGpatientsGaffectedGbyGdysferlinGdeficientGmuscularGdystrophyUGJournalcofcNeurologypc
NeurosurgerycandcPsychiatrySG2010SGbXSGc[_T]Z 5.5 63

374 kntibodyTmediatedGtargetingGofGanGadenovirusGvectorGmodifiedGtoGcontainGaGsyntheticG
immunoglobulinGgTbindingGdomainGinGtheGcapsidUGJournalcofcVirologySG2003SGaaSGYWcZTXW[ 6.6 63

373 zrogressGinGRareGniseasesGResearchGYWXWTYWX_dGknGsRniRmGzerspectiveUGClinicalcandcTranslationalc
ScienceSG2018SGXXSGXXTYW 4.9 63

372
mognitiveGbehaviouralGtherapyGwithGoptionalGgradedGexerciseGtherapyGinGpatientsGwithGsevereG
fatigueGwithGmyotonicGdystrophyGtypeGXdGaGmulticentreSGsingleTblindSGrandomisedGtrialUGLancetc
NeurologypcTheSG2018SGXaSG_aXT_bW

24.1 62

371 zarkinsonGsyndromeSGneuropathySGandGmyopathyGcausedGbyGtheGmutationGkbZ[[qGOwoRRpPGinG
tRxkvysUGNeurologySG2007SG_bSG]_Tb 6.5 62

370 vocalizationGofGönzTqlcxkcGYTepimeraseVwankcGkinaseGOqxoPGinGtheGqolgiGcomplexGandGtheGnucleusG
ofGmammalianGcellsUGExperimentalcCellcResearchSG2005SGZW[SGZ_]Tac 4.2 62

369  uantitativeGmagneticGresonanceGimagingGinGlimbTgirdleGmuscularGdystrophyGYsdGaGmultinationalG
crossTsectionalGstudyUGPLoScONESG2014SGcSGecWZaa 3.7 62

368 ValidationGofGgeneticGmodifiersGforGnuchenneGmuscularGdystrophydGaGmulticentreGstudyGassessingG
SzzXGandGvßlz[GvariantsUGJournalcofcNeurologypcNeurosurgerycandcPsychiatrySG2015SGb_SGXW_WT] 5.5 61
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367 RecessiveGmutationsGinGtheG˛–ZGOVsPGcollagenGgeneGmyv_kZGcauseGearlyTonsetGisolatedGdystoniaUG
AmericancJournalcofcHumancGeneticsSG2015SGc_SGbbZTcZ 11 61

366 wappingGtheGdifferencesGinGcareGforG]SWWWGspinalGmuscularGatrophyGpatientsSGaGsurveyGofGY[GnationalG
registriesGinGxorthGkmericaSGkustralasiaGandGouropeUGJournalcofcNeurologySG2014SGY_XSGX]YT_Z 5.5 60

365 wuscleGwRsGfindingsGinGlimbGgirdleGmuscularGdystrophyGtypeGYvUGNeuromuscularcDisordersSG2012SGYYG
SupplGYSGSXYYTc 2.9 60

364 nevelopmentalGdefectsGinGaGzebrafishGmodelGforGmuscularGdystrophiesGassociatedGwithGtheGlossGofG
fukutinTrelatedGproteinGOpuRzPUGBrainSG2008SGXZXSGX]]XT_X 11.2 60

363 vinkerGmoleculesGbetweenGlamininsGandGdystroglycanGameliorateGlamininTalphaYTdeficientGmuscularG
dystrophyGatGallGdiseaseGstagesUGJournalcofcCellcBiologySG2007SGXa_SGcacTcZ 7.3 60

362 romozygousGmutationsGinGcaveolinTZGcauseGaGsevereGformGofGripplingGmuscleGdiseaseUGAnnalscofc
NeurologySG2003SG]ZSG]XYTYW 9.4 60

361 wutationsGinGtheGcollagenG₀ssGgeneGdefineGaGnewGformGofGextracellularGmatrixTrelatedGmyopathyUG
HumancMolecularcGeneticsSG2014SGYZSGYZ]ZT_Z 5.6 59

360 ßreatmentGofGdysferlinopathyGwithGdeflazacortdGaGdoubleTblindSGplaceboTcontrolledGclinicalGtrialUG
OrphanetcJournalcofcRarecDiseasesSG2013SGbSGY_ 4.2 58

359 ßitinGfounderGmutationGisGaGcommonGcauseGofGmyofibrillarGmyopathyGwithGearlyGrespiratoryGfailureUG
JournalcofcNeurologypcNeurosurgerycandcPsychiatrySG2014SGb]SGZZXTb 5.5 58

358 mongenitalGmyasthenicGsyndromeGwithGtubularGaggregatesGcausedGbyGqpzßXGmutationsUGJournalcofc
NeurologySG2012SGY]cSGbZbT]W 5.5 58

357 kcuteGliverGfailureGwithGsubsequentGcirrhosisGasGtheGprimaryGmanifestationGofGßRwöGmutationsUG
JournalcofcInheritedcMetaboliccDiseaseSG2011SGZ[SGXcaTYWX 5.4 58

356 kxyXWGmutationsGcauseGataxiaGandGcoenzymeG â��â��GdeficiencyUGJournalcofcNeurologySG2014SGY_XSGYXcYTb 5.5 57

355 rumanGskeletalGmuscleTderivedGmnXZZORPGcellsGformGfunctionalGsatelliteGcellsGafterGintramuscularG
transplantationGinGimmunodeficientGhostGmiceUGMolecularcTherapySG2014SGYYSGXWWbTXa 11.7 57

354 qentamicinGfailsGtoGincreaseGdystrophinGexpressionGinGdystrophinTdeficientGmuscleUGMusclecandcNerve
SG2003SGYaSG_Y[Ta 3.4 57

353  uantifyingGtheGburdenGofGcaregivingGinGnuchenneGmuscularGdystrophyUGJournalcofcNeurologySG2016SG
Y_ZSGcW_TcX] 5.5 56

352 kGheterozygousGYXTbpGdeletionGinGmkzxZGcausesGdominantlyGinheritedGlimbGgirdleGmuscularG
dystrophyUGBrainSG2016SGXZcSGYX][T_Z 11.2 56

351 RecommendationsGforGsmprovingGtheG ualityGofGRareGniseaseGRegistriesUGInternationalcJournalcofc
EnvironmentalcResearchcandcPubliccHealthSG2018SGX]SG 4.6 56

350 kGmultiTsourceGapproachGtoGdetermineGSwkGincidenceGandGresearchGreadyGpopulationUGJournalcofc
NeurologySG2017SGY_[SGX[_]TX[aZ 5.5 56

(2017-2015)
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349 pibronectinGisGaGserumGbiomarkerGforGnuchenneGmuscularGdystrophyUGProteomicscrcClinicalc
ApplicationsSG2014SGbSGY_cTab 3.1 55

348 ]NGtransTsplicingGrepairGofGtheGzvomXGgeneUGJournalcofcInvestigativecDermatologySG2008SGXYbSG]_bTa[ 4.3 55

347
kGnovelGhomozygousGmissenseGmutationGinGtheGqxoGgeneGofGaGpatientGwithGquadricepsTsparingG
hereditaryGinclusionGbodyGmyopathyGassociatedGwithGmuscleGinflammationUGNeuromuscularcDisordersSG
2003SGXZSGbZWT[

2.9 55

346 qeneticGheterogeneityGofGmotorGneuropathiesUGNeurologySG2017SGbbSGXYY_TXYZ[ 6.5 54

345 purtherGevidenceGforGgeneticGheterogeneityGofGdistalGrwxGtypeGVSGmwßYGwithGpredominantGhandG
involvementGandGSilverGsyndromeUGJournalcofcthecNeurologicalcSciencesSG2007SGY_ZSGXWWT_ 3.2 54

344 realthTrelatedGqualityGofGlifeGinGpatientsGwithGnuchenneGmuscularGdystrophydGaGmultinationalSG
crossTsectionalGstudyUGDevelopmentalcMedicinecandcChildcNeurologySG2016SG]bSG]WbTX] 3.3 54

343 xovelGzywqnßXGmutationsGdefineGbroaderGphenotypicGspectrumGofGmuscleTeyeTbrainGdiseaseUG
NeurogeneticsSG2007SGbSGYacTbb 3 53

342 kGretrospectiveGclinicalGstudyGofGtheGtreatmentGofGslowTchannelGcongenitalGmyasthenicGsyndromeUG
JournalcofcNeurologySG2012SGY]cSG[a[TbX 5.5 52

341 kxy]GgeneGanalysisGinGaGlargeGcohortGofGpatientsGwithGanoctaminopathydGconfirmationGofGmaleG
prevalenceGandGhighGoccurrenceGofGtheGcommonGexonG]GgeneGmutationUGHumancMutationSG2013SGZ[SGXXXXTb4.7 51

340 wutationGinGdystrophinTencodingGgeneGaffectsGenergyGmetabolismGinGmouseGmyoblastsUGBiochemicalc
andcBiophysicalcResearchcCommunicationsSG2009SGZb_SG[_ZT_ 3.4 51

339 wuscleTnerivedGzroteinsGasGSerumGliomarkersGforGwonitoringGniseaseGzrogressionGinGßhreeGpormsG
ofGwuscularGnystrophyUGJournalcofcNeuromuscularcDiseasesSG2015SGYSGY[XTY]] 5 50

338 xpTkappalTdependentGexpressionGofGtheGantiapoptoticGfactorGcTpvszGisGregulatedGbyGcalpainGZSGtheG
proteinGinvolvedGinGlimbTgirdleGmuscularGdystrophyGtypeGYkUGFASEBcJournalSG2008SGYYSGX]YXTc 0.9 50

337 romozygosityGforGmmßqGmutationGinGmyotonicGdystrophyGtypeGYUGBrainSG2004SGXYaSGXb_bTaa 11.2 50

336 smpairedGzresynapticGrighTkffinityGmholineGßransporterGmausesGaGmongenitalGwyasthenicGSyndromeG
withGopisodicGkpneaUGAmericancJournalcofcHumancGeneticsSG2016SGccSGa]ZTa_X 11 50

335 ßheGouroliolankGxetworkdGXWGyearsGofGhandsTonGexperienceGofGcollaborativeSGtransnationalG
biobankingGforGrareGdiseasesUGEuropeancJournalcofcHumancGeneticsSG2015SGYZSGXXX_TYZ 5.3 49

334 kdultTonsetGglycogenGstorageGdiseaseGtypeGYdGclinicoTpathologicalGphenotypeGrevisitedUG
NeuropathologycandcAppliedcNeurobiologySG2007SGZZSG][[T]c 5.2 48

333 mreatineGmonohydrateGinGmyotonicGdystrophydGaGdoubleTblindSGplaceboTcontrolledGclinicalGstudyUG
JournalcofcNeurologySG2002SGY[cSGXaXaTYY 5.5 48

332 wutationsGinGtheGwitochondrialGmitrateGmarrierGSvmY]kXGareGkssociatedGwithGsmpairedG
xeuromuscularGßransmissionUGJournalcofcNeuromuscularcDiseasesSG2014SGXSGa]TcW 5 47

HannsuLochmˆ…ller
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331 sncreasedGsusceptibilityGtoGkßzGviaGalterationGofGzY₀GreceptorGfunctionGinGdystrophicGmdxGmouseG
muscleGcellsUGFASEBcJournalSG2006SGYWSG_XWTYW 0.9 47

330 mongenitalGmyasthenicGsyndromesdGspotlightGonGgeneticGdefectsGofGneuromuscularGtransmissionUG
ExpertcReviewscincMolecularcMedicineSG2007SGcSGXTYW 6.7 47

329 ScreeningGforGcarnitineGpalmitoyltransferaseGssGdeficiencyGbyGtandemGmassGspectrometryUGJournalcofc
InheritedcMetaboliccDiseaseSG2002SGY]SGXaTYa 5.4 47

328 mharacterizationGofGhumanGmuscleGtypeGcofilinGOmpvYPGinGnormalGandGregeneratingGmuscleUGFEBSc
JournalSG2001SGY_bSGZ[aZTbY 47

327 oxonGskippingGandGgeneGtransferGrestoreGdystrophinGexpressionGinGhumanGinducedGpluripotentGstemG
cellsTcardiomyocytesGharboringGnwnGmutationsUGStemcCellscandcDevelopmentSG2013SGYYSGYaX[TY[ 4.4 46

326 ßheGsnternationalGRareGniseasesGResearchGmonsortiumdGzoliciesGandGquidelinesGtoGmaximizeGimpactUG
EuropeancJournalcofcHumancGeneticsSG2017SGY]SGXYcZTXZWY 5.3 45

325 ophedrineGtherapyGinGeightGpatientsGwithGcongenitalGmyasthenicGsyndromeGdueGtoGnyuaGmutationsUG
NeuromuscularcDisordersSG2009SGXcSGbYbTZY 2.9 45

324 vongTtermGfollowTupGinGpatientsGwithGcongenitalGmyasthenicGsyndromeGdueGtoGmrkßGmutationsUG
EuropeancJournalcofcPaediatriccNeurologySG2010SGX[SGZY_TZZ 3.8 45

323 vifeGexpectancyGatGbirthGinGnuchenneGmuscularGdystrophydGaGsystematicGreviewGandGmetaTanalysisUG
EuropeancJournalcofcEpidemiologySG2020SGZ]SG_[ZT_]Z 12.1 44

322 ßheGmlinicalGyutcomeGStudyGforGdysferlinopathydGknGinternationalGmulticenterGstudyUGNeurology:c
GeneticsSG2016SGYSGebc 3.8 44

321 SalbutamolTresponsiveGlimbTgirdleGcongenitalGmyasthenicGsyndromeGdueGtoGaGnovelGmissenseG
mutationGandGheteroallelicGdeletionGinGwöSuUGNeuromuscularcDisordersSG2014SGY[SGZXT] 2.9 44

320 vateGonsetGinGdysferlinopathyGwidensGtheGclinicalGspectrumUGNeuromuscularcDisordersSG2008SGXbSGYbbTcW 2.9 44

319 ßherapeuticGstrategiesGinGcongenitalGmyasthenicGsyndromesUGNeurotherapeuticsSG2008SG]SG][YTa 6.4 44

318 wuscleGwRsGinGpatientsGwithGdysferlinopathydGpatternGrecognitionGandGimplicationsGforGclinicalGtrialsUG
JournalcofcNeurologypcNeurosurgerycandcPsychiatrySG2018SGbcSGXWaXTXWbX 5.5 43

317 mlinicalGfeaturesGofGtheGmyasthenicGsyndromeGarisingGfromGmutationsGinGqwzzlUGJournalcofc
NeurologypcNeurosurgerycandcPsychiatrySG2016SGbaSGbWYTc 5.5 43

316 qeneticGdeterminantsGofGdiseaseGseverityGinGtheGmyotonicGdystrophyGtypeGXGyzßswsSßsmGcohortUG
NeurologySG2019SGcZSGecc]TeXWWc 6.5 43

315 kssociationGStudyGofGoxonGVariantsGinGtheGxpT˛”lGandGßqp˛†GzathwaysGsdentifiesGmn[WGasGaGwodifierG
ofGnuchenneGwuscularGnystrophyUGAmericancJournalcofcHumancGeneticsSG2016SGccSGXX_ZTXXaX 11 42

314 zY₀aGpurinoceptorGalterationsGinGdystrophicGmdxGmouseGmusclesdGrelationshipGtoGpathologyGandG
potentialGtargetGforGtreatmentUGJournalcofcCellularcandcMolecularcMedicineSG2012SGX_SGXWY_TZa 5.6 42

(2012-2006)
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313 N₁ouGshouldGatGleastGaskNUGßheGexpectationsSGhopesGandGfearsGofGrareGdiseaseGpatientsGonGlargeTscaleG
dataGandGbiomaterialGsharingGforGgenomicsGresearchUGEuropeancJournalcofcHumancGeneticsSG2016SGY[SGX[WZTb5.3 42

312 xemalineGmyopathyGcausedGbyGmutationsGinGtheGnebulinGgeneGmayGpresentGasGaGdistalGmyopathyUG
NeuromuscularcDisordersSG2011SGYXSG]]_T_Y 2.9 41

311 wutationGscreeningGofGtheGxTmycGdownstreamTregulatedGgeneGXGOxnRqXPGinGpatientsGwithG
mharcotTwarieTßoothGniseaseUGHumancMutationSG2003SGYYSGXYcTZ] 4.7 41

310
wutationsGinGsxzz]uSGoncodingGaGzhosphoinositideG]TzhosphataseSGmauseGmongenitalGwuscularG
nystrophyGwithGmataractsGandGwildGmognitiveGsmpairmentUGAmericancJournalcofcHumancGeneticsSG
2017SGXWWSG]YZT]Z_

11 40

309 kGnovelGmechanismGcausingGimbalanceGofGmitochondrialGfusionGandGfissionGinGhumanGmyopathiesUG
HumancMolecularcGeneticsSG2018SGYaSGXXb_TXXc] 5.6 40

308 momplianceGtoGmareGquidelinesGforGnuchenneGwuscularGnystrophyUGJournalcofcNeuromuscularc
DiseasesSG2015SGYSG_ZTaY 5 40

307 wutationsGinGqpzßXGthatGunderlieGlimbTgirdleGcongenitalGmyasthenicGsyndromeGresultGinGreducedG
cellTsurfaceGexpressionGofGmuscleGkmhRUGHumancMolecularcGeneticsSG2013SGYYSGYcW]TXZ 5.6 40

306 righGfrequencyGofGcoTsegregatingGmvmxXGmutationsGamongGmyotonicGdystrophyGtypeGYGpatientsG
fromGpinlandGandGqermanyUGJournalcofcNeurologySG2008SGY]]SGXaZXT_ 5.5 40

305 kntigenGprocessingGandGpresentationGinGhumanGmuscledGcathepsinGSGisGcriticalGforGwrmGclassGssG
expressionGandGupregulatedGinGinflammatoryGmyopathiesUGJournalcofcNeuroimmunologySG2003SGXZbSGXZYT[Z3.5 40

304 RnTmonnectSGxeurymicsGandGoöRenymicsdGcollaborativeGouropeanGinitiativeGforGrareGdiseasesUG
EuropeancJournalcofcHumancGeneticsSG2018SGY_SGaabTab] 5.3 39

303 sdentificationGofGmutationsGinGtheGw₁yckGgeneGinGpatientsGwithGcongenitalGmyasthenicGsyndromeUG
BrainSG2016SGXZcSGYX[ZT]Z 11.2 39

302 kGnewGphenotypeGofGbrainGironGaccumulationGwithGdystoniaSGopticGatrophySGandGperipheralG
neuropathyUGMovementcDisordersSG2012SGYaSGabcTcZ 7 39

301 snGvitroGsupplementationGwithGdkwzVdqwzGleadsGtoGpartialGrestorationGofGmtnxkGlevelsGinG
mitochondrialGdepletionGsyndromesUGHumancMolecularcGeneticsSG2009SGXbSGX]cWTc 5.6 39

300 WhatGisGinfluencingGtheGphenotypeGofGtheGcommonGhomozygousGpolymeraseT˛‡GmutationG
pUkla[_aßhriUGBrainSG2012SGXZ]SGZ_X[TY_ 11.2 39

299 olectrophysiologicGfeaturesGofGS₁ßYGmutationsGcausingGaGtreatableGneuromuscularGsyndromeUG
NeurologySG2015SGb]SGXc_[TaX 6.5 38

298 kGthirdGofGvqwnYkGbiopsiesGhaveGnormalGcalpainGZGproteolyticGactivityGasGdeterminedGbyGanGinGvitroG
assayUGNeuromuscularcDisordersSG2007SGXaSGX[bT]_ 2.9 38

297 vongTtermGimprovementGofGslowTchannelGcongenitalGmyasthenicGsyndromeGwithGfluoxetineUG
NeuromuscularcDisordersSG2006SGX_SGZYcTZZ 2.9 38

296
momparativeGproteomicGanalysesGofGnuchenneGmuscularGdystrophyGandGleckerGmuscularGdystrophyG
musclesdGchangesGcontributingGtoGpreserveGmuscleGfunctionGinGleckerGmuscularGdystrophyGpatientsUG
JournalcofcCachexiapcSarcopeniacandcMuscleSG2020SGXXSG][aT]_Z

10.3 37

HannsuLochmˆ…ller
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295 sdentificationGofGnovelSGtherapyTresponsiveGproteinGbiomarkersGinGaGmouseGmodelGofGnuchenneG
muscularGdystrophyGbyGaptamerTbasedGserumGproteomicsUGScientificcReportsSG2015SG]SGXaWX[ 4.9 37

294 SarcoglycanopathiesUGHandbookcofcClinicalcNeurologyctcEditedcBycPcJcVinkencandcGcWcBruynSG2011SG
XWXSG[XT_ 3 37

293 vateTonsetGptosisGandGmyopathyGinGaGpatientGwithGaGheterozygousGinsertionGinGzyvqYUGJournalcofc
NeurologySG2010SGY]aSGX]XaTYZ 5.5 37

292 wutationsGinGmtnxkTencodedGcytochromeGcGoxidaseGsubunitGgenesGcausingGisolatedGmyopathyGorG
severeGencephalomyopathyUGNeuromuscularcDisordersSG2005SGX]SGb]XTa 2.9 37

291 oxpressionGofGdystrophinGdrivenGbyGtheGXUZ]TkbGwmuGpromoterGamelioratesGmuscularGdystrophyGinG
fastSGbutGnotGinGslowGmusclesGofGtransgenicGmdxGmiceUGMolecularcTherapySG2003SGbSGbWTc 11.7 37

290 kGnewlyGidentifiedGchromosomalGmicrodeletionGandGanGxTboxGmutationGofGtheGkmhRGepsilonGgeneG
causeGaGcongenitalGmyasthenicGsyndromeUGBrainSG2002SGXY]SGXWW]TXZ 11.2 37

289
mombinatorialGblockadeGofGcalcineurinGandGmnYbGsignalingGfacilitatesGprimaryGandGsecondaryG
therapeuticGgeneGtransferGbyGadenovirusGvectorsGinGdystrophicGOmdxPGmouseGmusclesUGJournalcofc
VirologySG1998SGaYSG[_WXTc

6.6 37

288 snterventionsGforGmuscularGdystrophydGmolecularGmedicinesGenteringGtheGclinicUGLancetpcTheSG2009SG
Za[SGXb[cT]_ 40 36

287 mongenitalGmyasthenicGsyndromeGdueGtoGaGnovelGmissenseGmutationGinGtheGgeneGencodingGcholineG
acetyltransferaseUGNeuromuscularcDisordersSG2003SGXZSGY[]T]X 2.9 36

286 ouropeanGmrossTSectionalGSurveyGof´ murrentGmareGzracticesGforGnuchenneGwuscularGnystrophyG
RevealsGRegionalGand´ kgeTnependentGnifferencesUGJournalcofcNeuromuscularcDiseasesSG2016SGZSG]XaT]Ya 5 36

285 kxyXWGcUXX]WκXX]XdelGisGaGfounderGmutationGcausingGautosomalGrecessiveGcerebellarGataxiaGinG
RomaVqypsiesUGJournalcofcNeurologySG2012SGY]cSGcW_TXX 5.5 35

284 vongTtermGpreservationGofGcardiacGstructureGandGfunctionGafterGadenoTassociatedGvirusGserotypeG
cTmediatedGmicrodystrophinGgeneGtransferGinGmdxGmiceUGHumancGenecTherapySG2012SGYZSG]__Ta] 4.8 35

283 VariableGreductionGofGcaveolinTZGinGpatientsGwithGvqwnYlVwwUGJournalcofcNeurologySG2003SGY]WSGX[ZXTb 5.5 35

282 mharacterizationGofGhumanGSmyXGandGmy₀XaGgenesGinGmitochondrialGcytochromeTcToxidaseG
deficiencyUGBiochemicalcandcBiophysicalcResearchcCommunicationsSG2000SGYa_SG]ZWTZ 3.4 35

281 xoninvasiveGOXZPmToctanoicGacidGbreathGtestGshowsGdelayedGgastricGemptyingGinGpatientsGwithG
amyotrophicGlateralGsclerosisUGDigestionSG1999SG_WSG]_aTaX 3.6 35

280 ReducedGserumGmyostatinGconcentrationsGassociatedGwithGgeneticGmuscleGdiseaseGprogressionUG
JournalcofcNeurologySG2017SGY_[SG][XT]]Z 5.5 34

279 snclusionGbodyGmyositisdGlaserGmicrodissectionGrevealsGdifferentialGupTregulationGofGspxT˛‡GsignalingG
cascadeGinGattackedGversusGnonattackedGmyofibersUGAmericancJournalcofcPathologySG2011SGXacSGXZ[aT]c 5.8 34

278 SwkrtmkRo´ T´ kGplatformGtoGcollectGrealTlifeGoutcomeGdataGofGpatientsGwithGspinalGmuscularGatrophyUG
OrphanetcJournalcofcRarecDiseasesSG2019SGX[SGXb 4.2 33

(2019-2015)
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277 kdultGcareGforGnuchenneGmuscularGdystrophyGinGtheGöuUGJournalcofcNeurologySG2015SGY_YSG_YcT[X 5.5 33

276 myclosporineGkGtreatmentGforGöllrichGcongenitalGmuscularGdystrophydGaGcellularGstudyGofG
mitochondrialGdysfunctionGandGitsGrescueUGBrainSG2009SGXZYSGX[aT]] 11.2 33

275 neletionGofGtheGvwxkGinitiatorGcodonGleadingGtoGaGneurogenicGvariantGofGautosomalGdominantG
omeryTnreifussGmuscularGdystrophyUGNeuromuscularcDisordersSG2005SGX]SG[WT[ 2.9 33

274 knalysisGofGrvkGclassGsGandGssGallelesGinGsporadicGinclusionTbodyGmyositisUGJournalcofcNeurologySG2003SG
Y]WSGXZXZTa 5.5 33

273 ßheGsncreasingGqeneticGandGzhenotypicalGniversityGofGmongenitalGwyasthenicGSyndromesUG
NeuropediatricsSG2017SG[bSGYc[TZWb 1.6 32

272 ßrackingGdiseaseGprogressionGnonTinvasivelyGinGnuchenneGandGleckerGmuscularGdystrophiesUGJournalc
ofcCachexiapcSarcopeniacandcMuscleSG2018SGcSGaX]TaY_ 10.3 32

271 wolecularGcharacterisationGofGcongenitalGmyasthenicGsyndromesGinGSouthernGlrazilUGJournalcofc
NeurologypcNeurosurgerycandcPsychiatrySG2010SGbXSGcaZTa 5.5 32

270 sntragenicGdeletionGofGßRswZYGinGcompoundGheterozygotesGwithGsarcotubularGmyopathyVvqwnYrUG
HumancMutationSG2009SGZWSGobZXT[[ 4.7 32

269
olevatedGstriatalGdopamineGtransporterGinGaGdrugGnaiveGpatientGwithGßouretteGsyndromeGandG
attentionGdeficitVGhyperactivityGdisorderdGpositiveGeffectGofGmethylphenidateUGJournalcofcNeurologySG
2002SGY[cSGXXX_Tb

5.5 32

268 nuchenneGmuscularGdystrophyGandGcaregiverGburdendGaGsystematicGreviewUGDevelopmentalcMedicinec
andcChildcNeurologySG2018SG_WSGcbaTcc_ 3.3 31

267 SalbutamolGtherapyGinGcongenitalGmyasthenicGsyndromeGdueGtoGnyuaGmutationUGJournalcofcthec
NeurologicalcSciencesSG2013SGZZXSGX]]Ta 3.2 31

266 mlinicalSGgeneticSGandGcardiacGmagneticGresonanceGimagingGfindingsGinGprimaryGdesminopathiesUG
NeuromuscularcDisordersSG2008SGXbSG[a]TbY 2.9 31

265 ßreatmentGofGglycogenosisGtypeGVGwithGketogenicGdietUGAnnalscofcNeurologySG2005SG]bSGZ[X 9.4 31

264 smpairmentGofGforceGgenerationGafterGadenovirusTmediatedGgeneGtransferGtoGmuscleGisGalleviatedGbyG
adenoviralGgeneGinactivationGandGhostGmnbRGßGcellGdeficiencyUGHumancGenecTherapySG1996SGaSGXbXZTY_ 4.8 31

263 reteroplasmicGmutationGinGtheGanticodonTstemGofGmitochondrialGtRxkOValPGcausingGwxqsoTlikeG
gastrointestinalGdysmotilityGandGcachexiaUGJournalcofcNeurologySG2009SGY]_SGbXWT] 5.5 30

262 smprovingGtheGinformedGconsentGprocessGinGinternationalGcollaborativeGrareGdiseaseGresearchdG
effectiveGconsentGforGeffectiveGresearchUGEuropeancJournalcofcHumancGeneticsSG2016SGY[SGXY[bT][ 5.3 29

261 ßheGriskGofGreTidentificationGversusGtheGneedGtoGidentifyGindividualsGinGrareGdiseaseGresearchUG
EuropeancJournalcofcHumancGeneticsSG2016SGY[SGX]]ZTX]]b 5.3 29

260 mlinicalGandGneuropathologicalGfindingsGinGpatientsGwithGßkmyXGmutationsUGNeuromuscularcDisordersSG
2010SGYWSGaYWT[ 2.9 28

HannsuLochmˆ…ller
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259 kdenovirusGvectorsGbasedGonGhumanGadenovirusGtypeGXcaGhaveGhighGpotentialGforGhumanG
muscleTdirectedGgeneGtherapyUGHumancGenecTherapySG2006SGXaSGXcZTYW] 4.8 28

258 ßoxicityGofGreplicationTdefectiveGadenoviralGrecombinantsGinGdissociatedGculturesGofGnervousGtissueUG
ExperimentalcNeurologySG1996SGX[WSGX[TYW 5.7 28

257  ualityGofGlifeGofGpatientsGwithGspinalGmuscularGatrophydGkGsystematicGreviewUGEuropeancJournalcofc
PaediatriccNeurologySG2019SGYZSGZ[aTZ]_ 3.8 27

256 oxomeGsequencesGversusGsequentialGgeneGtestingGinGtheGöuGhighlyGspecialisedGServiceGforGvimbG
qirdleGwuscularGnystrophyUGOrphanetcJournalcofcRarecDiseasesSG2017SGXYSGX]X 4.2 27

255 ßheGRnTmonnectGRegistryGMGliobankGpinderdGaGtoolGforGsharingGaggregatedGdataGandGmetadataG
amongGrareGdiseaseGresearchersUGEuropeancJournalcofcHumancGeneticsSG2018SGY_SG_ZXT_[Z 5.3 27

254 mongenitalGwyasthenicGSyndromesGorGsnheritedGnisordersGofGxeuromuscularGßransmissiondGRecentG
niscoveriesGandGypenG uestionsUGJournalcofcNeuromuscularcDiseasesSG2017SG[SGY_cTYb[ 5 27

253
kdenovirusTmediatedGwildTtypeGp]ZGgeneGtransferGandGoverexpressionGinducesGapoptosisGofGhumanG
gliomaGcellsGindependentGofGendogenousGp]ZGstatusUGJournalcofcNeuropathologycandcExperimentalc
NeurologySG1997SG]_SGbaYTb

3.1 27

252 SevereGnemalineGmyopathyGcausedGbyGmutationsGofGtheGstopGcodonGofGtheGskeletalGmuscleGalphaG
actinGgeneGOkmßkXPUGNeuromuscularcDisordersSG2006SGX_SG][XTa 2.9 27

251 mlinicalGvariabilityGofGmwSTokGOcongenitalGmyasthenicGsyndromeGwithGepisodicGapneaPGdueGtoG
identicalGmrkßGmutationsGinGtwoGinfantsUGEuropeancJournalcofcPaediatriccNeurologySG2005SGcSGaTXY 3.8 27

250 ßheGspreadGofGtransgeneGexpressionGatGtheGsiteGofGgeneGconstructGinjectionUGMusclecandcNerveSG2001SG
Y[SG[bbTc] 3.4 27

249
neGnovoGmissenseGmutationGinGaGconstitutivelyGexpressedGexonGofGtheGslowGalphaTtropomyosinGgeneG
ßzwZGassociatedGwithGanGatypicalSGsporadicGcaseGofGnemalineGmyopathyUGNeuromuscularcDisordersSG
2002SGXYSGc[aT]X

2.9 27

248 NsRniRmGRecognizedGResourcesNdGaGnewGmechanismGtoGsupportGscientistsGtoGconductGefficientSG
highTqualityGresearchGforGrareGdiseasesUGEuropeancJournalcofcHumancGeneticsSG2017SGY]SGX_YTX_] 5.3 26

247 RoleGofGinternationalGregistriesGinGenhancingGtheGcareGofGfamilialGhypercholesterolaemiaUG
InternationalcJournalcofcEvidencerBasedcHealthcareSG2013SGXXSGXZ[Tc 2.6 26

246 wuscularGdystrophyGinGdysferlinTdeficientGmouseGmodelsUGNeuromuscularcDisordersSG2013SGYZSGZaaTba 2.9 26

245 vongTtermGblockingGofGcalciumGchannelsGinGmdxGmiceGresultsGinGdifferentialGeffectsGonGheartGandG
skeletalGmuscleUGAmericancJournalcofcPathologySG2011SGXabSGYaZTbZ 5.8 26

244 mrRxnGmutationGcausesGaGcongenitalGmyasthenicGsyndromeGbyGimpairingGcoTclusteringGofGtheG
acetylcholineGreceptorGwithGrapsynUGBrainSG2006SGXYcSGYab[TcZ 11.2 26

243 ßargetedGtherapiesGforGcongenitalGmyasthenicGsyndromesdGsystematicGreviewGandGstepsGtowardsGaG
treatabolomeUGEmergingcTopicscincLifecSciencesSG2019SGZSGXcTZa 3.5 25

242 kGZNTößRGmutationGcreatesGaGmicroRxkGtargetGsiteGinGtheGqpzßXGgeneGofGpatientsGwithGcongenitalG
myasthenicGsyndromeUGHumancMolecularcGeneticsSG2015SGY[SGZ[XbTY_ 5.6 25

(2015-2006)
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241 ßargetedGexonGskippingGtoGcorrectGexonGduplicationsGinGtheGdystrophinGgeneUGMolecularcTherapycrc
NucleiccAcidsSG2014SGZSGeX]] 10.7 25

240 kbnormalGvascularGdevelopmentGinGzebrafishGmodelsGforGfukutinGandGpuRzGdeficiencyUGHumanc
MolecularcGeneticsSG2011SGYWSG[bacTcW 5.6 25

239 wethionineGhomozygosityGatGprionGgeneGcodonGXYcGmayGpredisposeGtoGsporadicGinclusionTbodyG
myositisUGLancetpcTheSG1999SGZ]ZSG[_]T_ 40 25

238 kutologousGskeletalGmuscleGderivedGcellsGexpressingGaGnovelGfunctionalGdystrophinGprovideGaG
potentialGtherapyGforGnuchenneGwuscularGnystrophyUGScientificcReportsSG2016SG_SGXca]W 4.9 25

237 RespiratoryGinvolvementGinGambulantGandGnonTambulantGpatientsGwithGfacioscapulohumeralG
muscularGdystrophyUGJournalcofcNeurologySG2017SGY_[SGXYaXTXYbW 5.5 24

236 qenotypeVphenotypeGcorrelationsGinGkkRSTrelatedGneuropathyGinGaGcohortGofGpatientsGfromGtheG
önitedGuingdomGandGsrelandUGJournalcofcNeurologySG2015SGY_YSGXbccTcWb 5.5 24

235 YX]thGoxwmGsnternationalGWorkshopGVmzTrelatedGmultiTsystemGproteinopathyGOslwzpnPGXZTX]G
xovemberGYWX]SGreemskerkSGßheGxetherlandsUGNeuromuscularcDisordersSG2016SGY_SG]Z]T[a 2.9 24

234 qeneticGheterogeneityGandGpathophysiologicalGmechanismsGinGcongenitalGmyasthenicGsyndromesUG
EuropeancJournalcofcPaediatriccNeurologySG2011SGX]SGXbcTc_ 3.8 24

233 oosinophilicGmyositisGasGpresentingGsymptomGinGgammaTsarcoglycanopathyUGNeuromuscularc
DisordersSG2009SGXcSGX_aTaX 2.9 24

232 xeurologyGinGsubTSaharanGkfricadGaGchallengeGforGWorldGpederationGofGxeurologyUGNeurologySG2007SG
_cSGXaX]Tb 6.5 24

231 mloningGofGnovelGinjuryTregulatedGgenesUGsmplicationsGforGanGimportantGroleGofGtheGmuscleTspecificG
proteinGskxkmGinGmuscleGrepairUGJournalcofcBiologicalcChemistrySG1999SGYa[SGXZZW]TXW 5.4 24

230 momprehensiveGRxkTSequencingGknalysisGinGSerumGandGwuscleGRevealsGxovelGSmallGRxkGSignaturesG
withGliomarkerGzotentialGforGnwnUGMolecularcTherapycrcNucleiccAcidsSG2018SGXZSGXTX] 10.7 24

229 momplexGphenotypesGassociatedGwithGSßswXGmutationsGinGbothGcoiledGcoilGandGopThandGdomainsUG
NeuromuscularcDisordersSG2017SGYaSGb_XTbaY 2.9 23

228 ßwoGrecurrentGmutationsGareGassociatedGwithGqxoGmyopathyGinGtheGxorthGofGlritainUGJournalcofc
NeurologypcNeurosurgerycandcPsychiatrySG2014SGb]SGXZ]cT_] 5.5 23

227 snGvitroGsupplementationGwithGdeoxynucleosideGmonophosphatesGrescuesGmitochondrialGnxkG
depletionUGMolecularcGeneticscandcMetabolismSG2012SGXWaSGc]TXWZ 3.7 23

226 witochondrialGnxkGdeletionsGinGmuscleGsatelliteGcellsdGimplicationsGforGtherapiesUGHumancMolecularc
GeneticsSG2013SGYYSG[aZcT[a 5.6 23

225 kGnovelGmutationGinGtheGmyotilinGgeneGOw₁yßPGcausesGaGsevereGformGofGlimbGgirdleGmuscularG
dystrophyGXkGOvqwnXkPUGJournalcofcNeurologySG2011SGY]bSGX[ZaT[[ 5.5 23

224 kGq[_bTßGkwznXGmutantGalleleGcontributesGtoGtheGhighGincidenceGofGmyoadenylateGdeaminaseG
deficiencyGinGtheGmaucasianGpopulationUGNeuromuscularcDisordersSG2002SGXYSG]]bT_] 2.9 23

HannsuLochmˆ…ller
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223 wkmpXGlinksGRapsynGtoGmicrotubuleTGandGactinTbindingGproteinsGtoGmaintainGneuromuscularG
synapsesUGJournalcofcCellcBiologySG2019SGYXbSGX_b_TXaW] 7.3 22

222 zhenotypicGvariabilityGofGßRzV[GrelatedGneuropathiesUGNeuromuscularcDisordersSG2015SGY]SG]X_TYX 2.9 22

221 nesignSGsetTupGandGutilityGofGtheGöuGfacioscapulohumeralGmuscularGdystrophyGpatientGregistryUG
JournalcofcNeurologySG2016SGY_ZSGX[WXTb 5.5 22

220 ßheGßRokßTxwnGcareGandGtrialGsiteGregistrydGanGonlineGregistryGtoGfacilitateGclinicalGresearchGforG
neuromuscularGdiseasesUGOrphanetcJournalcofcRarecDiseasesSG2013SGbSGXaX 4.2 22

219
rumanGneurotrophinGreceptorGpa]xßRGdefinesGdifferentiationTorientedGskeletalGmuscleGprecursorG
cellsdGimplicationsGforGmuscleGregenerationUGJournalcofcNeuropathologycandcExperimentalcNeurologySG
2011SGaWSGXZZT[Y

3.1 22

218 ßheGroleGofGbiobankingGinGrareGdiseasesdGouropeanGconsensusGexpertGgroupGreportUGBiopreservationc
andcBiobankingSG2009SGaSGX]]T_ 2.1 22

217 ovaluationGofGtheGtherapeuticGpotentialGofGcarbonicGanhydraseGinhibitorsGinGtwoGanimalGmodelsGofG
dystrophinGdeficientGmuscularGdystrophyUGHumancMolecularcGeneticsSG2009SGXbSG[WbcTXWX 5.6 22

216 pacioscapulohumeralGmuscularGdystrophyGpresentingGwithGunusualGphenotypesGandGatypicalG
morphologicalGfeaturesGofGvacuolarGmyopathyUGJournalcofcNeurologySG2010SGY]aSGXXWbTXb 5.5 22

215 SynapticGcongenitalGmyasthenicGsyndromeGinGthreeGpatientsGdueGtoGaGnovelGmissenseGmutationG
Oß[[XkPGofGtheGmyv GgeneUGNeuropediatricsSG2004SGZ]SGXbZTc 1.6 22

214 kGphaseGZGrandomizedGstudyGevaluatingGsialicGacidGextendedTreleaseGforGqxoGmyopathyUGNeurologySG
2019SGcYSGeYXWcTeYXXa 6.5 21

213 qxoGmyopathyGinGRomaGpatientsGhomozygousGforGtheGpUs_XbßGfounderGmutationUGNeuromuscularc
DisordersSG2015SGY]SGaXZTb 2.9 21

212 kdvancesGinGtheGdiagnosisGofGinheritedGneuromuscularGdiseasesGandGimplicationsGforGtherapyG
developmentUGLancetcNeurologypcTheSG2020SGXcSG]YYT]ZY 24.1 21

211 kGnewGwebTbasedGmethodGforGautomatedGanalysisGofGmuscleGhistologyUGBMCcMusculoskeletalc
DisordersSG2013SGX[SGY_ 2.8 21

210 nokTaGpromotesGslowGmuscleGintegrityGasGwellGasGneuromuscularGjunctionGformationGinGaGzebrafishG
modelGofGcongenitalGmyasthenicGsyndromesUGHumancMolecularcGeneticsSG2010SGXcSGXaY_T[W 5.6 21

209 momparativeGmassGspectrometricGandGimmunoassayTbasedGproteomeGanalysisGinGserumGofGnuchenneG
muscularGdystrophyGpatientsUGProteomicscrcClinicalcApplicationsSG2016SGXWSGYcWTc 3.1 21

208 mongenitalGmyasthenicGsyndromeGwithGepisodicGapnoeadGclinicalSGneurophysiologicalGandGgeneticG
featuresGinGtheGlongTtermGfollowTupGofGXcGpatientsUGJournalcofcNeurologySG2018SGY_]SGXc[TYWZ 5.5 21

207
zhenotypicGstratificationGandGgenotypeTphenotypeGcorrelationGinGaGheterogeneousSGinternationalG
cohortGofGqxoGmyopathyGpatientsdGpirstGreportGfromGtheGqxoGmyopathyGniseaseGwonitoringG
zrogramSGregistryGportionUGNeuromuscularcDisordersSG2018SGYbSGX]bTX_b

2.9 20

206 mongenitalGwyasthenicGSyndromesGwithGzredominantGvimbGqirdleGWeaknessUGJournalcofc
NeuromuscularcDiseasesSG2015SGYSGSYXTSYc 5 20

(2015-2019)
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205 snterferonsGimpairGearlyGtransgeneGexpressionGbyGadenovirusTmediatedGgeneGtransferGinGmuscleG
cellsUGJournalcofcMolecularcMedicineSG1998SGa_SG[[YT]W 5.5 20

204 SleepinessGandGSleepTrelatedGlreathingGnisordersGinGwyotonicGnystrophyGandGResponsesGtoG
ßreatmentdGkGzrospectiveGmohortGStudyUGJournalcofcNeuromuscularcDiseasesSG2016SGZSG]YcT]Za 5 20

203 sntersectionGofGzroteomicsGandGqenomicsGtoGISolveGtheGönsolvedIGinGRareGnisordersGsuchGasG
xeurodegenerativeGandGxeuromuscularGniseasesUGProteomicscrcClinicalcApplicationsSG2018SGXYSGXaWWWaZ 3.1 19

202
sntercellularGexchangesGofGmembraneGfragmentsGOtrogocytosisPGbetweenGhumanGmuscleGcellsGandG
immuneGcellsdGaGpotentialGmechanismGforGtheGmodulationGofGmuscularGimmuneGresponsesUGJournalcofc
NeuroimmunologySG2009SGYWcSGXZXTb

3.5 19

201 RiskGofGskinGcancerGamongGpatientsGwithGmyotonicGdystrophyGtypeGXGbasedGonGprimaryGcareGphysicianG
dataGfromGtheGöUuUGmlinicalGzracticeGResearchGnatalinkUGInternationalcJournalcofcCancerSG2018SGX[YSGXXa[TXXbX7.5 19

200 ßheGöuGwyotonicGnystrophyGzatientGRegistrydGfacilitatingGandGacceleratingGclinicalGresearchUGJournalc
ofcNeurologySG2017SGY_[SGcacTcbb 5.5 18

199 SzkRmGsnteractsGwithGkctinGinGSkeletalGwuscleGin´ VitroGandGin´ VivoUGAmericancJournalcofcPathologySG
2017SGXbaSG[]aT[a[ 5.8 18

198 SalbutamolGmodifiesGtheGneuromuscularGjunctionGinGaGmouseGmodelGofGmol GmyasthenicGsyndromeUG
HumancMolecularcGeneticsSG2019SGYbSGYZZcTYZ]X 5.6 18

197 ßranslocationGofGmolecularGchaperonesGtoGtheGtitinGspringsGisGcommonGinGskeletalGmyopathyGpatientsG
andGaffectsGsarcomereGfunctionUGActacNeuropathologicacCommunicationsSG2017SG]SGaY 7.3 18

196 witochondrialGoxodicarboxylateGcarrierGdeficiencyGisGassociatedGwithGmitochondrialGnxkGdepletionG
andGspinalGmuscularGatrophyTlikeGdiseaseUGGeneticscincMedicineSG2018SGYWSGXYY[TXYZ] 8.1 18

195 qxoGmyopathydGfromGclinicsGandGgeneticsGtoGpathologyGandGresearchGstrategiesUGOrphanetcJournalcofc
RarecDiseasesSG2018SGXZSGaW 4.2 18

194 lehrNsGSyndromeGisGßypicallyGkssociatedGwithGnisturbedGwitochondrialGßranslationGandGwutationsGinG
theGqeneUGJournalcofcNeuromuscularcDiseasesSG2014SGXSG]]T_Z 5 18

193 ßwoGnewGprotocolsGtoGenhanceGtheGproductionGandGisolationGofGhumanGinducedGpluripotentGstemG
cellGlinesUGStemcCellcResearchSG2011SG_SGX]bT_a 1.6 18

192 zromoterGdependenceGofGplasmidTpluronicsGtargetedGalphaGgalactosidaseGkGexpressionGinGskeletalG
muscleGofGpabryGmiceUGMolecularcTherapySG2005SGXYSGcb]TcW 11.7 18

191 RecessiveGvariantsGofGwuSuGareGassociatedGwithGlateGonsetGmwSGandGpredominantGlimbGgirdleG
weaknessUGAmericancJournalcofcMedicalcGeneticspcPartcASG2018SGXa_SGX]c[TX_WX 2.5 17

190 wassGspectrometryTbasedGproteinGanalysisGtoGunravelGtheGtissueGpathophysiologyGinGnuchenneG
muscularGdystrophyUGProteomicscrcClinicalcApplicationsSG2018SGXYSGXaWWWaX 3.1 17

189 mhronicGpainGhasGaGstrongGimpactGonGqualityGofGlifeGinGfacioscapulohumeralGmuscularGdystrophyUG
MusclecandcNerveSG2018SG]aSGZbWTZba 3.4 17

188 kGchecklistGforGclinicalGtrialsGinGrareGdiseasedGobstaclesGandGanticipatoryGactionsTlessonsGlearnedGfromG
theGpyRTnwnGtrialUGTrialsSG2018SGXcSGYcX 2.8 17
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187 weasuringGrabitualGzhysicalGkctivityGin´ xeuromuscularGnisordersdGkGSystematicGReviewUGJournalcofc
NeuromuscularcDiseasesSG2017SG[SGY]T]Y 5 17

186 ßheGshortGwmuXZ]WGpromoterVenhancerGallowsGforGsufficientGdystrophinGexpressionGinGskeletalG
musclesGofGmdxGmiceUGBiochemicalcandcBiophysicalcResearchcCommunicationsSG2002SGYcYSG_Y_TZX 3.4 17

185
xeuromyotoniaSGmyocloniSGsensoryGneuropathyGandGcerebellarGsymptomsGinGaGpatientGwithG
antibodiesGtoGneuronalGnucleoproteinsGOantiTruTantibodiesPUGClinicalcNeurologycandcNeurosurgerySG
1999SGXWXSGYWaTc

2 17

184 mlinicalGpresentationGandGproteomicGsignatureGofGpatientsGwithGßkxqyYGmutationsUGJournalcofc
InheritedcMetaboliccDiseaseSG2020SG[ZSGYcaTZWb 5.4 17

183 ßheGbetaTadrenergicGagonistGsalbutamolGmodulatesGneuromuscularGjunctionGformationGinGzebrafishG
modelsGofGhumanGmyasthenicGsyndromesUGHumancMolecularcGeneticsSG2018SGYaSGX]]_TX]_[ 5.6 16

182 YW[thGoxwmGsnternationalGWorkshopGonGliomarkersGinGnuchenneGwuscularGnystrophyGY[TY_G
tanuaryGYWX[SGxaardenSGßheGxetherlandsUGNeuromuscularcDisordersSG2015SGY]SGXb[Tcb 2.9 16

181 nyuaGmutationsGpresentingGasGaGproximalGmyopathyGinGprenchGmanadiansUGNeuromuscularcDisordersSG
2010SGYWSG[]ZTa 2.9 16

180 wyopathyGwithGtrabecularGmuscleGfibersUGNeuromuscularcDisordersSG1999SGcSGYWbTX[ 2.9 16

179 kGzhaseGYGStudyGofGkwyTWYGOßideglusibPGinGmongenitalGandGmhildhoodTynsetGwyotonicGnystrophyG
ßypeGXGOnwXPUGPediatriccNeurologySG2020SGXXYSGb[TcZ 2.9 16

178 niseaseGburdenGofGmyotonicGdystrophyGtypeGXUGJournalcofcNeurologySG2019SGY__SGccbTXWW_ 5.5 16

177 zredictorsGofGrealthTRelatedG ualityGofGvifeGinGboysGwithGnuchenneGmuscularGdystrophyGfromGsixG
ouropeanGcountriesUGJournalcofcNeurologySG2017SGY_[SGaWcTaYZ 5.5 15

176 wutationsGinGglycylTtRxkGsynthetaseGimpairGmitochondrialGmetabolismGinGneuronsUGHumancMolecularc
GeneticsSG2018SGYaSGYXbaTYYW[ 5.6 15

175 rumanGmuscleGcellsGexpressGtheGcostimulatoryGmoleculeGlaTrZSGwhichGmodulatesGmuscleTimmuneG
interactionsUGArthritiscandcRheumatismSG2008SG]bSGZ_WWTb 15

174 pacingGtheGgeneticGheterogeneityGinGneuromuscularGdisordersdGlinkageGanalysisGasGanGeconomicG
diagnosticGapproachGtowardsGtheGmolecularGdiagnosisUGNeuromuscularcDisordersSG2006SGX_SG[TXZ 2.9 15

173 xovelGspliceGsiteGmutationGinGtheGcaveolinTZGgeneGleadingGtoGautosomalGrecessiveGlimbGgirdleG
muscularGdystrophyUGNeuromuscularcDisordersSG2006SGX_SG[ZYT_ 2.9 15

172 ycularGfeaturesGofGtheGcongenitalGcataractsGfacialGdysmorphismGneuropathyGsyndromeUG
OphthalmologySG2004SGXXXSGX[X]TYZ 7.3 15

171 wetabolicGshiftGunderliesGrecoveryGinGreversibleGinfantileGrespiratoryGchainGdeficiencyUGEMBOcJournalSG
2020SGZcSGeXW]Z_[ 13 15

170
ßheGoralGsplicingGmodifierGRqabWWGincreasesGfullGlengthGsurvivalGofGmotorGneuronGYGmRxkGandG
survivalGofGmotorGneuronGproteindGResultsGfromGtrialsGinGhealthyGadultsGandGpatientsGwithGspinalG
muscularGatrophyUGNeuromuscularcDisordersSG2019SGYcSGYXTYc

2.9 15

(2019-2017)
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169 kGnovelGrecessiveGßßxGfounderGvariantGisGaGcommonGcauseGofGdistalGmyopathyGinGtheGSerbianG
populationUGEuropeancJournalcofcHumancGeneticsSG2017SGY]SG]aYT]bX 5.3 14

168 ßeenageGexerciseGisGassociatedGwithGearlierGsymptomGonsetGinGdysferlinopathydGaGretrospectiveG
cohortGstudyUGJournalcofcNeurologypcNeurosurgerycandcPsychiatrySG2018SGbcSGXYY[TXYY_ 5.5 14

167 zhenotypicGconvergenceGofGwenkesGandGWilsonGdiseaseUGNeurology:cGeneticsSG2016SGYSGeXXc 3.8 14

166 nyuaGlimbTgirdleGmyasthenicGsyndromeGmimickingGcongenitalGmuscularGdystrophyUGNeuromuscularc
DisordersSG2013SGYZSGZ_T[Y 2.9 14

165 vowerGlimbGradiologyGofGdistalGmyopathyGdueGtoGtheGS_WpGmyotilinGmutationUGEuropeancNeurologySG
2009SG_YSGX_XT_ 2.1 14

164 wyofibrillarGmyopathyGcausedGbyGaGmutationGinGtheGmotorGdomainGofGmouseGwyrmGssbUGHumanc
MolecularcGeneticsSG2012SGYXSGXaW_TY[ 5.6 14

163 wyotonicGknRTwn₀GmutantGmiceGshowGlessGsevereGmuscularGdystrophyGthanGwn₀GmiceUG
NeuromuscularcDisordersSG1998SGbSG][YT]W 2.9 14

162 liobankingGinGrareGdisordersUGAdvancescincExperimentalcMedicinecandcBiologySG2010SG_b_SGXW]TXZ 3.6 14

161
vongitudinalGserumGbiomarkerGscreeningGidentifiesGmalateGdehydrogenaseGYGasGcandidateG
prognosticGbiomarkerGforGnuchenneGmuscularGdystrophyUGJournalcofcCachexiapcSarcopeniacandcMuscle
SG2020SGXXSG]W]T]Xa

10.3 14

160 vinkedGRegistriesdGmonnectingGRareGniseasesGzatientGRegistriesGthroughGaGSemanticGWebGvayerUG
BioMedcResearchcInternationalSG2017SGYWXaSGbZYacbW 3 13

159 wobilityGshiftGofGbetaTdystroglycanGasGaGmarkerGofGgeneTrelatedGmuscularGdystrophyUGJournalcofc
NeurologypcNeurosurgerycandcPsychiatrySG2018SGbcSGa_YTa_b 5.5 13

158 smprovedGniagnosisGandGmareGforGRareGniseasesGthroughGsmplementationGofGzrecisionGzublicGrealthG
prameworkUGAdvancescincExperimentalcMedicinecandcBiologySG2017SGXWZXSG]]Tc[ 3.6 13

157 xaturalGristorySGßrialGReadinessGandGqeneGniscoverydGkdvancesGinGzatientGRegistriesGforG
xeuromuscularGniseaseUGAdvancescincExperimentalcMedicinecandcBiologySG2017SGXWZXSGcaTXY[ 3.6 13

156 oconomicGovaluationGinGnuchenneGwuscularGnystrophydGwodelGprameworksGforGmostToffectivenessG
knalysisUGPharmacoeconomicsSG2017SGZ]SGY[cTY]b 4.4 13

155 RecessiveGmutationsGinGtheGkinaseGαkuGcauseGaGcongenitalGmyopathyGwithGfibreGtypeGdisproportionUG
BrainSG2017SGX[WSGZaT[b 11.2 13

154 wyopathyGcausedGbyGanoctaminG]GmutationsGandGnecrotizingGvasculitisUGJournalcofcNeurologySG2012SG
Y]cSGXcbbTcW 5.5 13

153 SubepicardialGdysfunctionGleadsGtoGglobalGleftGventricularGsystolicGimpairmentGinGpatientsGwithGlimbG
girdleGmuscularGdystrophyGYsUGEuropeancJournalcofcHeartcFailureSG2013SGX]SGcb_Tc[ 12.3 13

152 sntoleranceGtoGˆ�TblockadeGinGaGmouseGmodelGofG˛·TsarcoglycanTdeficientGmuscularGdystrophyG
cardiomyopathyUGEuropeancJournalcofcHeartcFailureSG2010SGXYSGXX_ZTaW 12.3 13
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151 xnöpSbTrelatedGmomplexGsGneficiencyGoxtendsGzhenotypeGfromGIzoyGzlusIGtoGveighGSyndromeUG
JIMDcReportsSG2013SGXWSGXaTYY 1.9 13

150 SevereGnemalineGmyopathyGassociatedGwithGconsecutiveGmutationsGoa[nGandGra]₁GonGaGsingleG
kmßkXGalleleUGNeuromuscularcDisordersSG2009SGXcSG[bXT[ 2.9 13

149 morrectionGofGpseudoexonGsplicingGcausedGbyGaGnovelGintronicGdysferlinGmutationUGAnnalscofcClinicalc
andcTranslationalcNeurologySG2019SG_SG_[YT_][ 5.3 12

148 neTduplicatingGpatientGrecordsGfromGthreeGindependentGdataGsourcesGrevealsGtheGincidenceGofGrareG
neuromuscularGdisordersGinGqermanyUGOrphanetcJournalcofcRarecDiseasesSG2019SGX[SGX]Y 4.2 12

147 kGnewlyGidentifiedGchromosomalGmicrodeletionGofGtheGrapsynGgeneGcausesGaGcongenitalGmyasthenicG
syndromeUGNeuromuscularcDisordersSG2004SGX[SGa[[Tc 2.9 12

146 oxerciseTinducedGmyalgiaGinGhypothyroidismUGThecClinicalcInvestigatorSG1993SGaXSGcccTXWWX 12

145 neepGRxkGprofilingGidentifiedGmvymuGandGmolecularGclockGgenesGasGpathophysiologicalGsignaturesG
inGcollagenGVsGmyopathyUGJournalcofcCellcScienceSG2016SGXYcSGX_aXTb[ 5.3 12

144 mongenitalGmyasthenicGsyndromeGcausedGbyGnovelGmyvXZkXGmutationsUGJournalcofcNeurologySG2019SG
Y__SGXXWaTXXXY 5.5 12

143 oightGyearsGafterGanGinternationalGworkshopGonGmyotonicGdystrophyGpatientGregistriesdGcaseGstudyGofG
aGglobalGcollaborationGforGaGrareGdiseaseUGOrphanetcJournalcofcRarecDiseasesSG2018SGXZSGX]] 4.2 12

142 liochemicalGandGpathologicalGchangesGresultGfromGmutatedGmaveolinTZGinGmuscleUGSkeletalcMuscleSG
2018SGbSGYb 5.1 12

141 genotypeGexplainsGYWLGofGphenotypicGvariabilityGinGqxoGmyopathyUGNeurology:cGeneticsSG2019SG]SGeZWb 3.8 11

140 lenignGandGmalignantGtumorsGinGtheGöuGmyotonicGdystrophyGpatientGregistryUGMusclecandcNerveSG
2018SG]aSGZX_TZYW 3.4 11

139 pastTchannelGcongenitalGmyasthenicGsyndromeGwithGaGnovelGacetylcholineGreceptorGmutationGatGtheG
˛–T˛µGsubunitGinterfaceUGNeuromuscularcDisordersSG2014SGY[SGX[ZTa 2.9 11

138 ßranslatingGtheGgenomicsGrevolutiondGtheGneedGforGanGinternationalGgeneGtherapyGconsortiumGforG
monogenicGdiseasesUGMolecularcTherapySG2013SGYXSGY__Tb 11.7 11

137 wutationsGalterGsecretionGofGfukutinTrelatedGproteinUGBiochimicacEtcBiophysicacActacrcMolecularcBasisc
ofcDiseaseSG2010SGXbWYSGY]ZTb 6.9 11

136 zhenotypicGheterogeneityGinGlritishGpatientsGwithGaGfounderGmutationGinGtheGprvXGgeneUGEuropeanc
JournalcofcHumancGeneticsSG2011SGXcSGXWZbT[[ 5.3 11

135 nivergentGmolecularGeffectsGofGdesminGmutationsGonGproteinGassemblyGinGmyofibrillarGmyopathyUG
JournalcofcNeuropathologycandcExperimentalcNeurologySG2010SG_cSG[X]TY[ 3.1 11

134 rumanGmyoblastsGmodulateGtheGfunctionGofGantigenTpresentingGcellsUGJournalcofcNeuroimmunologySG
2008SGYWWSG_YTaW 3.5 11

(2008-2013)
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133 kssessmentGofGdiseaseGprogressionGinGdysferlinopathydGkGXTyearGcohortGstudyUGNeurologySG2019SG 6.5 11

132 xeuromuscularGtunctionGmhangesGinGaGwouseGwodelGofGmharcotTwarieTßoothGniseaseGßypeG[mUG
InternationalcJournalcofcMolecularcSciencesSG2018SGXcSG 6.3 11

131 punctionalGimpairmentGinGpatientsGwithGmyotonicGdystrophyGtypeGXGcanGbeGassessedGbyGanGataxiaG
ratingGscaleGOSkRkPUGJournalcofcNeurologySG2017SGY_[SGaWXTaWb 5.5 10

130 zhenotypeGmayGpredictGtheGclinicalGcourseGofGfacioscapolohumeralGmuscularGdystrophyUGMusclecandc
NerveSG2019SG]cSGaXXTaXZ 3.4 10

129 nevelopmentGandGpsychometricGanalysisGofGtheGnuchenneGmuscularGdystrophyGpunctionalGkbilityG
SelfTkssessmentGßoolGOnwnSkßPUGNeuromuscularcDisordersSG2015SGY]SGcZaT[[ 2.9 10

128 smprovedGmriteriaGforGtheGmlassificationGofGßitinGVariantsGinGsnheritedGSkeletalGwyopathiesUGJournalcofc
NeuromuscularcDiseasesSG2020SGaSGX]ZTX__ 5 10

127 nrosophilaGstudiesGsupportGaGroleGforGaGpresynapticGsynaptotagminGmutationGinGaGhumanGcongenitalG
myasthenicGsyndromeUGPLoScONESG2017SGXYSGeWXb[bXa 3.7 10

126 qpzßXGdeficiencyGinGmuscleGleadsGtoGmyastheniaGandGmyopathyGinGmiceUGHumancMolecularcGeneticsSG
2018SGYaSGZYXbTZYZY 5.6 10

125 mharacterizationGofGtheGnwnVlwnGpatientGpopulationGinGmzechGRepublicGandGSlovakiaGusingGanG
innovativeGregistryGapproachUGNeuromuscularcDisordersSG2009SGXcSGY]WT[ 2.9 10

124 ßheGscopeGofGgeneGtherapyGinGhumansdGscientificSGsafetyGandGethicalGconsiderationsUGNeuromuscularc
DisordersSG1997SGaSGYaZT_ 2.9 10

123 kGnomenclatureGandGclassificationGforGtheGcongenitalGmyasthenicGsyndromesdGpreparingGforGpksRG
dataGinGtheGgenomicGeraUGOrphanetcJournalcofcRarecDiseasesSG2018SGXZSGYXX 4.2 10

122 sncreasingGphenotypicGannotationGimprovesGtheGdiagnosticGrateGofGexomeGsequencingGinGaGrareG
neuromuscularGdisorderUGHumancMutationSG2019SG[WSGXacaTXbXY 4.7 9

121 kGcommonGmrRxoGmutationGinGlrazilianGpatientsGwithGcongenitalGmyasthenicGsyndromeUGJournalcofc
NeurologySG2018SGY_]SGaWbTaXZ 5.5 9

120 mlinicalGandGresearchGstrategiesGforGlimbTgirdleGcongenitalGmyasthenicGsyndromesUGAnnalscofcthecNewc
YorkcAcademycofcSciencesSG2018SGX[XYSGXWYTXXY 6.5 9

119 woqpXWGrelatedGmyopathiesdGkGnewGcaseGwithGadultGonsetGdiseaseGwithGprominentGrespiratoryG
failureGandGreviewGofGreportedGphenotypesUGNeuromuscularcDisordersSG2018SGYbSG[bT]Z 2.9 9

118 zositionGStatementdGSharingGofGmlinicalGResearchGnataGinGSpinalGwuscularGktrophyGtoGkccelerateG
ResearchGandGsmproveGyutcomesGforGzatientsUGJournalcofcNeuromuscularcDiseasesSG2018SG]SGXZXTXZZ 5 9

117 vimbGgirdleGmuscularGdystrophyGYqGinGaGreligiousGminorityGofGlulgarianGwuslimsGhomozygousGforGtheG
cUa]qhkSGpUßrpY]₀GmutationUGNeuromuscularcDisordersSG2018SGYbSG_Y]T_ZY 2.9 9

116 wRmGmentreGxeuromuscularGliobankGOxewcastleGandGvondonPdGSupportingGandGfacilitatingGrareGandG
neuromuscularGdiseaseGresearchGworldwideUGNeuromuscularcDisordersSG2017SGYaSGXW][TXW_[ 2.9 9
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115 kGNsecondGtruncationNGinGßßxGcausesGearlyGonsetGrecessiveGmuscularGdystrophyUGNeuromuscularc
DisordersSG2017SGYaSGXWWcTXWXa 2.9 9

114
qlobalGxTlinkedGqlycosylationGisGxotGSignificantlyGsmpairedGinGwyoblastsGinGmongenitalGwyasthenicG
SyndromesGmausedGbyGnefectiveGqlutamineTpructoseT_TzhosphateGßransaminaseGXGOqpzßXPUG
BiomoleculesSG2015SG]SGYa]bTbX

5.9 9

113 kttenuationGofGadverseGcardiacGeffectsGinGprednisoloneTtreatedGdeltaTsarcoglycanTdeficientGmiceGbyG
mineralocorticoidTreceptorTantagonismUGNeuromuscularcDisordersSG2010SGYWSGYXTb 2.9 9

112 lloodTderivedGbiomarkersGcorrelateGwithGclinicalGprogressionGinGnuchenneGmuscularGdystrophyUG
JournalcofcNeuromuscularcDiseasesSG2020SGaSGYZXTY[_ 5 8

111 smprovedGniagnosisGofGRareGniseaseGzatientsGthroughGSystematicGnetectionGofGRunsGofG
romozygosityUGJournalcofcMolecularcDiagnosticsSG2020SGYYSGXYW]TXYX] 5.1 8

110
wultipleGacylTcoenzymeGkGdehydrogenaseGdeficiencyGshowsGaGpossibleGfounderGeffectGandGisGtheG
mostGfrequentGcauseGofGlipidGstorageGmyopathyGinGsranUGJournalcofcthecNeurologicalcSciencesSG2020SG
[XXSGXX_aWa

3.2 8

109 w₁yckGdeficiencyGinGmotorGneuronsGisGassociatedGwithGreducedGneuromuscularGagrinGsecretionUG
HumancMolecularcGeneticsSG2018SGYaSGX[Z[TX[[_ 5.6 8

108 knalyzingGwalkingGspeedsGwithGankleGandGwristGwornGaccelerometersGinGaGcohortGwithGmyotonicG
dystrophyUGDisabilitycandcRehabilitationSG2019SG[XSGYcaYTYcab 2.4 8

107
mongenitalGmyasthenicGsyndromeGdueGtoGcholineGacetyltransferaseGmutationsGinGinfantsdGclinicalG
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