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112  umanLgeneticLvariationLdatabaseXLaLreferenceLdatabaseLofLgeneticLvariationsLinLtheLJapaneseL
populationaLJournalgofgHumangGeneticsXL2016XLidXLhgjYhf 4.3 212

111 xxpansions´ of´ intronicLTTTvtLandLTTTTtLrepeatsLinLbenignLadultLfamilialLmyoclonicLepilepsyaLNatureg
GeneticsXL2018XLhcXLhkdYhlc 36.3 152

110 MutationsLforLzaucherLdiseaseLconferLhighLsusceptibilityLtoLParkinsonLdiseaseaLArchivesgofg
NeurologyXL2009XLiiXLhjdYi 143

109 NoncodingLvzzLrepeatLexpansionsLinLneuronalLintranuclearLinclusionLdiseaseXLoculopharyngodistalL
myopathyLandLanLoverlappingLdiseaseaLNaturegGeneticsXL2019XLhdXLdeeeYdefe 36.3 132

108 vvNyLmutationsLinLamyotrophicLlateralLsclerosisLandLfrontotemporalLdementiaaLNatureg
CommunicationsXL2016XLjXLddehf 17.4 126

107 xRuugLmutationsLthatLdisruptLtheLneuregulinYxrbugLpathwayLcauseLamyotrophicLlateralLsclerosisL
typeLdlaLAmericangJournalgofgHumangGeneticsXL2013XLlfXLlccYh 11 95

106 vlORyjeLrepeatLexpansionLinLamyotrophicLlateralLsclerosisLinLtheLKiiLpeninsulaLofLJapanaLArchivesgofg
NeurologyXL2012XLilXLddhgYk 77

105 VariantsLassociatedLwithLzaucherLdiseaseLinLmultipleLsystemLatrophyaLAnnalsgofgClinicalgandg
TranslationalgNeurologyXL2015XLeXLgdjYei 5.3 76

104 TheLTRKYfusedLgeneLisLmutatedLinLhereditaryLmotorLandLsensoryLneuropathyLwithLproximalL
dominantLinvolvementaLAmericangJournalgofgHumangGeneticsXL2012XLldXLfecYl 11 76

103 MechanismsLofLgenomicLinstabilitiesLunderlyingLtwoLcommonLfragileYsiteYassociatedLlociXLPtRKeL
andLwMwXLinLgermLcellLandLcancerLcellLlinesaLAmericangJournalgofgHumangGeneticsXL2010XLkjXLjhYkl 11 71

102 MutantLvOQeLinLmultipleYsystemLatrophyaLNewgEnglandgJournalgofgMedicineXL2014XLfjdXLkeYf 59.2 62

101 IdentificationLofLtTPdtfLmutationsLbyLexomeLsequencingLasLtheLcauseLofLalternatingLhemiplegiaLofL
childhoodLinLJapaneseLpatientsaLPLoSgONEXL2013XLkXLehidec 3.7 61

100
PathologyLofLtheLsympatheticLnervousLsystemLcorrespondingLtoLtheLdecreasedLcardiacLuptakeLinL
defIYmetaiodobenzylguanidineLTMIuzULscintigraphyLinLaLpatientLwithLParkinsonLdiseaseaLJournalgofg
thegNeurologicalgSciencesXL2006XLegfXLdcdYg

3.2 57

99 tLNovelLMutationLinLxLOVLgLLeadingLtoLSpinocerebellarLttaxiaLTSvtULWithLtheL otLvrossLuunLSignL
butLLackingLxrythrokeratodermiamLtLuroadenedLSpectrumLofLSvtfgaLJAMAgNeurologyXL2015XLjeXLjljYkch 17.2 53

98 MutationsLinLMMxLcauseLanLautosomalYrecessiveLvharcotYMarieYToothLdiseaseLtypeLeaLAnnalsgofg
NeurologyXL2016XLjlXLihlYje 9.4 53

97 RapidLdetectionLofLexpandedLshortLtandemLrepeatsLinLpersonalLgenomicsLusingLhybridLsequencingaL
BioinformaticsXL2014XLfcXLkdhYee 7.2 50

96
wevelopmentLofLaLhighYthroughputLmicroarrayYbasedLresequencingLsystemLforLneurologicalL
disordersLandLitsLapplicationLtoLmolecularLgeneticsLofLamyotrophicLlateralLsclerosisaLArchivesgofg
NeurologyXL2008XLihXLdfeiYfe
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95 PosteriorLcolumnLataxiaLwithLretinitisLpigmentosaLinLaLJapaneseLfamilyLwithLaLnovelLmutationLinL
yLVvRdaLNeurogeneticsXL2011XLdeXLddjYed 3 31

94 TheLpathogenesisLlinkedLtoLcoenzymeLQdcLinsufficiencyLinLiPSvYderivedLneuronsLfromLpatientsLwithL
multipleYsystemLatrophyaLScientificgReportsXL2018XLkXLdgedh 4.9 30

93
vSydRLmutationsLidentifiedLinLthreeLfamiliesLwithLautosomalLdominantlyLinheritedL
leukoencephalopathyaLAmericangJournalgofgMedicalgGeneticsgPartgB:gNeuropsychiatricgGeneticsXL2012XL
dhluXLlhdYj

3.5 29

92 IncreasedLgeneLdosageLofLmyelinLproteinLzeroLcausesLvharcotYMarieYToothLdiseaseaLAnnalsgofg
NeurologyXL2012XLjdXLkgYle 9.4 28

91 tdultYonsetLleukoencephalopathiesLwithLvanishingLwhiteLmatterLwithLnovelLmissenseLmutationsLinL
xIyeueXLxIyeufXLandLxIyeuhaLNeurogeneticsXL2011XLdeXLehlYid 3 28

90 MutationsLinLvOtjLcauseLspinocerebellarLataxiaLwithLaxonalLneuropathyaLBrainXL2018XLdgdXLdieeYdifi 11.2 27

89 ThreeYYearLyollowYUpLofL ighYwoseLUbiquinolLSupplementationLinLaLvaseLofLyamilialLMultipleL
SystemLttrophyLwithLvompoundL eterozygousLvOQeLMutationsaLCerebellumXL2017XLdiXLiigYije 4.3 24

88 PlasmaLvoenzymeLQdcLLevelsLinLPatientsLWithLMultipleLSystemLttrophyaLJAMAgNeurologyXL2016XLjfXLljjYkc17.2 24

87
MolecularLepidemiologicalLstudyLofLfamilialLamyotrophicLlateralLsclerosisLinLJapaneseLpopulationLbyL
wholeYexomeLsequencingLandLidentificationLofLnovelL NRNPtdLmutationaLNeurobiologygofgAgingXL
2018XLidXLehhaelYehhaedi

5.6 22

86 tgInmLmeasuringLtheLlandscapeLofLvpzLmethylationLofLindividualLrepetitiveLelementsaLBioinformaticsXL
2016XLfeXLelddYl 7.2 22

85 tLnovelLmutationLcausesLXYlinkedLintellectualLdisabilityLtypeLNascimentoaLHumangGenomegVariationXL
2017XLgXLdjcdl 1.8 20

84 vlinicalLandLgeneticLdiversitiesLofLvharcotYMarieYToothLdiseaseLwithLMyNeLmutationsLinLaLlargeLcaseL
studyaLJournalgofgthegPeripheralgNervousgSystemXL2017XLeeXLdldYdll 4.7 19

83 TubularLaggregateLmyopathyLcausedLbyLaLnovelLmutationLinLtheLcytoplasmicLdomainLofLSTIMdaL
Neurology:gGeneticsXL2016XLeXLehc 3.8 18

82 zenomicLaspectsLofLsporadicLneurodegenerativeLdiseasesaLBiochemicalgandgBiophysicalgResearchg
CommunicationsXL2014XLgheXLeedYh 3.4 16

81 ttaxicLphenotypeLwithLalteredLvafadLchannelLpropertyLinLaLmouseLmodelLforLspinocerebellarLataxiaL
geaLNeurobiologygofgDiseaseXL2019XLdfcXLdcghdi 7.5 15

80 ModelingLneurologicalLdiseasesLwithLinducedLpluripotentLcellsLreprogrammedLfromLimmortalizedL
lymphoblastoidLcellLlinesaLMoleculargBrainXL2016XLlXLkk 4.5 15

79 uurdenLofLrareLvariantsLinLcausativeLgenesLforLamyotrophicLlateralLsclerosisLTtLSULacceleratesLageLatL
onsetLofLtLSaLJournalgofgNeurologyugNeurosurgerygandgPsychiatryXL2019XLlcXLhfjYhge 5.5 15

78 tmnionlessYmediatedLglycosylationLisLcrucialLforLcellLsurfaceLtargetingLofLcubilinLinLrenalLandL
intestinalLcellsaLScientificgReportsXL2018XLkXLefhd 4.9 14
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77 RespiratoryLandLcardiacLfunctionLinLjapaneseLpatientsLwithLdysferlinopathyaLMusclegandgNerveXL2016XL
hfXLflgYgcd 3.4 14

76 IdentificationLofLcandidateLgenesLinvolvedLinLtheLetiologyLofLsporadicLTouretteLsyndromeLbyLexomeL
sequencingaLAmericangJournalgofgMedicalgGeneticsgPartgB:gNeuropsychiatricgGeneticsXL2017XLdjgXLjdeYjef 3.5 13

75 vlinicalLfeaturesLandLhaplotypeLanalysisLofLnewlyLidentifiedLJapaneseLpatientsLwithLgelsolinYrelatedL
familialLamyloidosisLofLyinnishLtypeaLNeurogeneticsXL2012XLdfXLefjYgf 3 13

74 RefiningLtheLclinicalLphenotypeLofLOkurYvhungLneurodevelopmentalLsyndromeaLHumangGenomeg
VariationXL2018XLhXLdkcdd 1.8 12

73 NovelLmutationsLinLtheLtLw dktdLgeneLinLcomplicatedLhereditaryLspasticLparaplegiaLwithL
cerebellarLataxiaLandLcognitiveLimpairmentaLJournalgofgHumangGeneticsXL2018XLifXLdcclYdcdf 4.3 12

72 TuvwLmayLbeLaLcausalLgeneLinLprogressiveLneurodegenerativeLencephalopathyLwithLatypicalL
infantileLspinalLmuscularLatrophyaLJournalgofgHumangGeneticsXL2017XLieXLgjfYgkc 4.3 11

71 NovelLweLNovoLKvNwfLMutationLinLaLJapaneseLPatientLwithLIntellectualLwisabilityXLverebellarL
ttaxiaXLMyoclonusXLandLwystoniaaLCerebellumXL2018XLdjXLefjYege 4.3 11

70 MultiplexedLresequencingLanalysisLtoLidentifyLrareLvariantsLinLpooledLwNtLwithLbarcodeLindexingL
usingLnextYgenerationLsequenceraLJournalgofgHumangGeneticsXL2010XLhhXLggkYhh 4.3 11

69 PLteziYassociatedLneurodegenerationLpresentingLasLaLcomplicatedLformLofLhereditaryLspasticL
paraplegiaaLJournalgofgHumangGeneticsXL2019XLigXLhhYhl 4.3 11

68 PartialLduplicationLofLcausesLminifascicularLneuropathymLtLnovelLmutationLdetectionLofaLAnnalsgofg
ClinicalgandgTranslationalgNeurologyXL2017XLgXLgdhYged 5.3 10

67 ttypicalLparkinsonismLcausedLbyLProdchLeuLmutationLofLprionLproteinmLtLbroadLclinicalLspectrumaL
Neurology:gGeneticsXL2016XLeXLegk 3.8 10

66 UutPdLmutationsLcauseLjuvenileYonsetLhereditaryLspasticLparaplegiasLTSPzkcULandLimpairLUutPdL
targetingLtoLendosomesaLJournalgofgHumangGeneticsXL2019XLigXLdchhYdcih 4.3 9

65 zenerationLofLwdYdLTtLxNLisogenicLcontrolLcellLlineLfromLwravetLsyndromeLpatientLiPSvsLusingL
TtLxNYmediatedLeditingLofLtheLSvNdtLgeneaLStemgCellgResearchXL2018XLekXLdccYdcg 1.6 9

64 vNVLanalysisLusingLwholeLexomeLsequencingLidentifiedLbiallelicLvNVsLofLVPSdfuLinLsiblingsLwithL
intellectualLdisabilityaLEuropeangJournalgofgMedicalgGeneticsXL2020XLifXLdcfidc 2.6 9

63 MultipleLsystemLatrophyLvariantLwithLsevereLhippocampalLpathologyaLBraingPathologyXL2021XLedfcce 6 9

62 SlowlyLprogressiveLdYbifunctionalLproteinLdeficiencyLwithLsurvivalLtoLadulthoodLdiagnosedLbyL
wholeYexomeLsequencingaLJournalgofgthegNeurologicalgSciencesXL2017XLfjeXLiYdc 3.2 8

61 vlinicalLandLgeneticLfeaturesLofLvharcotYMarieYToothLdiseaseLeyLandLhereditaryLmotorLneuropathyL
euLinLJapanaLJournalgofgthegPeripheralgNervousgSystemXL2018XLefXLgcYgk 4.7 8

60 yrequencyLandLcharacteristicsLofLtheLTuKdLgeneLvariantsLinLJapaneseLpatientsLwithLsporadicL
amyotrophicLlateralLsclerosisaLNeurobiologygofgAgingXL2018XLigXLdhkaedhYdhkaedl 5.6 8
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59 tLNovelLdeLnovoLKIydtLMutationLinLaLPatientLwithLtutismXL yperactivityXLxpilepsyXLSensoryL
wisturbanceXLandLSpasticLParaplegiaaLInternalgMedicineXL2020XLhlXLkflYkge 1.1 8

58 vlinicalLefficacyLofLhaematopoieticLstemLcellLtransplantationLforLadultLadrenoleukodystrophyaLBraing
CommunicationsXL2020XLeXLfczcgk 4.5 8

57
ttaxicLformLofLautosomalLrecessiveLPxXdcYrelatedLperoxisomeLbiogenesisLdisordersLwithLaLnovelL
compoundLheterozygousLgeneLmutationLandLcharacteristicLclinicalLphenotypeaLJournalgofgtheg
NeurologicalgSciencesXL2017XLfjhXLgegYgel

3.2 7

56 tlteredLexpressionLofLvrbeLinLpodocytesLexpandsLaLvariationLofLvRueLmutationsLinLsteroidYresistantL
nephroticLsyndromeaLPediatricgNephrologyXL2017XLfeXLkcdYkcl 3.2 7

55 TheLfirstLJapaneseLfamilialLcaseLofLspinocerebellarLataxiaLefLwithLaLnovelLmutationLinLtheLPwYNL
geneaLParkinsonismgandgRelatedgDisordersXL2015XLedXLffeYg 3.6 7

54 NovelLmutationLinLaLJapaneseLfamilyLwithLadultLpolyglucosanLbodyLdiseaseaLNeurology:gGeneticsXL
2017XLfXLedfk 3.8 6

53 tL omozygousLLtMteLMutationLofLcakdkzqtLvausedLPartialLMerosinLweficiencyLinLaLJapaneseL
PatientaLInternalgMedicineXL2018XLhjXLkjjYkke 1.1 6

52 zeneticLspectrumLofLvharcotYMarieYToothLdiseaseLassociatedLwithLmyelinLproteinLzeroLgeneL
variantsLinLJapanaLClinicalgGeneticsXL2021XLllXLfhlYfjh 4 6

51 yunctionalLevaluationLofLPwzyuYvariantsLinLidiopathicLbasalLgangliaLcalcificationXLusingL
patientYderivedLiPSLcellsaLScientificgReportsXL2019XLlXLhilk 4.9 5

50 WholeYexomeLsequencingLinLaLJapaneseLpedigreeLimplicatesLaLrareLnonYsynonymousL
singleYnucleotideLvariantLinLuxSTfLasLaLcandidateLforLmandibularLprognathismaLBoneXL2019XLdeeXLdlfYdlk4.7 5

49 vomprehensiveLinvestigationLofLRNyedfLnonsynonymousLvariantsLassociatedLwithLintracranialL
arteryLstenosisaLScientificgReportsXL2020XLdcXLddlge 4.9 5

48
TargetedLdeepLsequencingLofLwNtLfromLmultipleLtissueLtypesLimprovesLtheLdiagnosticLrateLandL
revealsLaLhighlyLdiverseLphenotypeLofLmosaicLneurofibromatosisLtypeLeaLJournalgofgMedicalgGeneticsXL
2021XLhkXLjcdYjdd

5.8 4

47 JuvenileLamyotrophicLlateralLsclerosisLwithLcomplexLphenotypesLassociatedLwithLnovelLmutationsaL
AmyotrophicgLateralgSclerosisgandgFrontotemporalgDegenerationXL2021XLeeXLhjiYhjk 3.6 4

46 tssociationsLofLpathologicalLdiagnosisLandLgeneticLabnormalitiesLinLmeningiomasLwithLtheL
embryologicalLoriginsLofLtheLmeningesaLScientificgReportsXL2021XLddXLilkj 4.9 4

45 NeuroimagingXLgeneticXLandLenzymaticLstudyLinLaLJapaneseLfamilyLwithLaLzutLgrossLdeletionaL
ParkinsonismgandgRelatedgDisordersXL2019XLidXLhjYif 3.6 4

44 PlasmaLvoenzymeLQdcLLevelsLandLMultipleLSystemLttrophyYReplyaLJAMAgNeurologyXL2016XLjfXLdgllYdhcc17.2 3

43 NovelLmutationLinLtheLSOwdLgeneLinLaLpatientLwithLearlyYonsetXLrapidlyLprogressiveLamyotrophicL
lateralLsclerosisaLNeurologygandgClinicalgNeuroscienceXL2017XLhXLdklYdld 0.3 3

42 SNPLhaplotypeLmappingLinLaLsmallLtLSLfamilyaLPLoSgONEXL2009XLgXLehikj 3.7 3
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41 yamilialLdementiaLwithLLewyLbodiesLwithLVPSdfvLmutationsaLParkinsonismgandgRelatedgDisordersXL
2020XLkdXLfdYff 3.6 3

40 LossYofYfunctionLvariantsLinLNxKdLareLassociatedLwithLanLincreasedLriskLofLsporadicLtLSLinLtheL
JapaneseLpopulationaLJournalgofgHumangGeneticsXL2021XLiiXLefjYegd 4.3 3

39 tLJapaneseLfamilyLwithLmutationLinLtheLproteinaseLinhibitorLdeLLgjPLgenemLtLcaseLreportaLJournalgofg
thegNeurologicalgSciencesXL2018XLfkgXLdeiYdek 3.2 3

38 xxomeLsequencingLshowsLaLnovelLdeLnovoLmutationLinLtTLdaLNeurologygandgClinicalgNeuroscienceXL
2014XLeXLdYg 0.3 2

37 xxomeLanalysisLrevealsLaLJapaneseLfamilyLwithLspinocerebellarLataxiaXLautosomalLrecessiveLdaL
JournalgofgthegNeurologicalgSciencesXL2013XLffdXLdhkYic 3.2 2

36  ostLMIvtLPolymorphismLasLaLPotentialLPredictiveLMarkerLinLResponseLtoLvhemotherapyLforL
volorectalLLiverLMetastasesaLDigestivegDiseasesXL2018XLfiXLgfjYggh 3.2 2

35 vlinicalLImpactLofLvopyLNumberLVariationLonLtheLzeneticLwiagnosisLofLSyndromicLtortopathiesaL
CirculationgGenomicgandgPrecisiongMedicineXL2021XLdgXLeccfghk 5.2 2

34 vOQeLVflftLconfersLhighLriskLsusceptibilityLforLmultipleLsystemLatrophyLinLxastLtsianLpopulationaL
JournalgofgthegNeurologicalgSciencesXL2021XLgelXLddjief 3.2 2

33
tssociationLofLtTXNeLintermediateYlengthLvtzLrepeatsLwithLamyotrophicLlateralLsclerosisL
correlatesLwithLtheLdistributionsLofLnormalLvtzLrepeatLallelesLamongLindividualLethnicLpopulationsaL
NeurogeneticsXL2019XLecXLihYjd

3 1

32 vlinicalLandLmolecularLgeneticLcharacterizationLofLtwoLfemaleLpatientsLharboringLtheLXqejafqekL
deletionLwithLdifferentLratiosLofLXLchromosomeLinactivationaLHumangMutationXL2020XLgdXLdggjYdgic 4.7 1

31 zermlineLMIvtLPolymorphismLIsLtssociatedLwithLtheLLongYTermLOutcomesLinLPatientsLUndergoingL
 epatectomyLforLvolorectalLLiverLMetastasesaLJournalgofgGastrointestinalgSurgeryXL2020XLegXLedfjYedfl 3.3 1

30 vlinicalLfeaturesLofLinheritedLneuropathyLwithLuSvLeLmutationsLinLJapanaLJournalgofgthegPeripheralg
NervousgSystemXL2020XLehXLdehYdfd 4.7 1

29 ttypicalLyamilialLtmyotrophicLLateralLSclerosisLwithLSlowlyLProgressingLLowerL
xxtremitiesYpredominantLLateYonsetLMuscularLWeaknessLandLttrophyaLInternalgMedicineXL2019XLhkXLdkhdYdkhk1.1 1

28 yrequencyLofLyMRdLPremutationLtllelesLinLPatientsLwithLUndiagnosedLverebellarLttaxiaLandL
MultipleLSystemLttrophyLinLtheLJapaneseLPopulationaLCerebellumXL2021XLd 4.3 1

27 SpliceYsiteLmutationsLinLKIyhtLinLtheLJapaneseLcaseLseriesLofLamyotrophicLlateralLsclerosisaL
NeurogeneticsXL2021XLeeXLddYdj 3 1

26
SimultaneousLdetectionLofLreducedLandLoxidizedLformsLofLcoenzymeLQdcLinLhumanLcerebralLspinalL
fluidLasLaLpotentialLmarkerLofLoxidativeLstressaLJournalgofgClinicalgBiochemistrygandgNutritionXL2018XL
ifXLechYedc

3.1 1

25 OxygenLconsumptionLrateLforLevaluationLofLvOQeLvariantsLassociatedLwithLmultipleLsystemL
atrophyaLNeurogeneticsXL2019XLecXLhdYhe 3 0

24 tnLautopsyLcaseLofLzLgangliosidosisLtypeLIILinLaLpatientLwhoLsurvivedLaLlongLdurationLwithLartificialL
respiratoryLsupportaLNeuropathologyXL2020XLgcXLfjlYfkk 2 0
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23 tLcaseLofLlateYonsetLKrabbeLdiseaseLwhichLshowedLsubacuteLprogressionLofLspasticLparesisLwithL
bilateralLspinalLcordLlesionsaLNeurologygandgClinicalgNeuroscienceXL2018XLiXLdcgYdci 0.3 0

22 urainstemLintraparenchymalLschwannomaLwithLgeneticLanalysismLaLcaseLreportLandLliteratureLreviewaL
BMCgMedicalgGenomicsXL2021XLdgXLech 3.7 0

21 ReliabilityLandLvalidityLofLJapaneseLversionLofLUnifiedLMultipleLSystemLttrophyLRatingLScaleaL
NeurologygandgClinicalgNeuroscienceXL2021XLlXLdjdYdkc 0.3 0

20 wMwLexonLeLduplicationLdueLtoLaLcomplexLgenomicLrearrangementLisLassociatedLwithLaLsomaticL
mosaicismaaLNeuromusculargDisordersXL2021XL 2.9 0

19
vlinicalLsignificanceLofLNyeLalterationLinLgradeLILmeningiomasLrevisitednLprognosticLimpactL
integratedLwithLextentLofLresectionXLtumourLlocationXLandLKiYijLindexaaLActagNeuropathologicag
CommunicationsXL2022XLdcXLji

7.3 0

18 LetterLremLtLgenomeYwideLassociationLstudyLinLmultipleLsystemLatrophyaLNeurologyXL2017XLkkXLdeli 6.5

17 NovelLvariantLofLvSydRLinLsporadicLcaseLwithLearlyYonsetLcognitiveLimpairmentaLNeurologygandg
ClinicalgNeuroscienceXL2020XLkXLgfcYgfe 0.3

16 tLnovelLmutationLinLtuvwdLgeneLinLaLyilipinoLpatientLwithLadultYonsetLXYlinkedLtLwaLNeurologygandg
ClinicalgNeuroscienceXL2020XLkXLfelYffd 0.3

15 ProminentLSpasticityLandL yperreflexiaLofLtheLLegsLinLaLNepaleseLPatientLwithLyriedreichLttaxiaaL
InternalgMedicineXL2019XLhkXLekihYekil 1.1

14 LateLpresentedLcongenitalLmyasthenicLsyndromeLwithLnovelLcompoundLheterozygousLv RNxL
mutationsLmimickingLseronegativeLmyastheniaLgravisaLNeurologygandgClinicalgNeuroscienceXL2019XLjXLekkYelc0.3

13 SporadicLprogressiveLmyoclonicLepilepsyLwithLearlyYonsetLdementiaLcausedLbyLaLdeLnovoLmutationL
inLPSxNdaLNeurologygandgClinicalgNeuroscienceXL2019XLjXLelgYeli 0.3

12 NovelLmutationLinLtheLmembraneLmetalloendopeptidaseLgeneLinLaLpatientLwithLtheLautosomalL
recessiveLformLofLvharcotYMarieYToothLdiseaseaLNeurologygandgClinicalgNeuroscienceXL2017XLhXLdegYdei 0.3

11 wNtLSequencingLandLOtherLMethodsLofLxxonicLandLzenomicLtnalysesL2015XLjjYkh

10 SensorimotorLneuropathyLinLlateYonsetLKrabbeLdiseaseLprogressingLoverLgc´ yearsLafterLonsetaL
NeurologygandgClinicalgNeuroscienceXL2014XLeXLddgYddi 0.3

9 yamilyLwithLcongenitalLcontracturalLarachnodactylyLdueLtoLaLnovelLmultiexonLdeletionLofLtheLgeneaaL
ClinicalgCasegReportsgpdiscontinuedrXL2022XLdcXLechffh 0.7

8 wNtLsequencingLandLotherLmethodsLofLexonicLandLgenomicLanalysesL2020XLdclYdec

7 tLnovelLmultiYexonLdeletionLinLtheLdysferlinLgeneLofLaLlimbYgirdleLmuscularLdystrophyLtypeLeuL
yilipinoLpatientaLNeurologygandgClinicalgNeuroscienceXL2020XLkXLgdlYged 0.3

6 tLvaseLofLIrreversibleLvornealLxdemaLtssociatedLwithLwentatorubropallidoluysianLttrophyL
yollowingLvornealLxndothelialLTransplantationaLSNgComprehensivegClinicalgMedicineXL2021XLfXLecelYecfe 2.7
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5 NovelLvOLiteLmutationLinLaLcaseLofLlimbLgirdleLmuscularLdystrophyLphenotypeLwithLautosomalL
recessiveLinheritanceaLNeurologygandgClinicalgNeuroscienceXL2016XLgXLdklYdld 0.3

4 xsophagealLwysmotilityLisLvommonLinLPatientsLWithLMultipleLSystemLttrophyaLLaryngoscopeXL2021XL
dfdXLkfeYkfk 3.6

3 vomplexLhereditaryLperipheralLneuropathiesLcausedLbyLnovelLvariantsLinLmitochondrialYrelatedL
nuclearLgenesaaLJournalgofgNeurologyXL2022XLd 5.5

2 tLcaseLofLidiopathicLnormalLpressureLhydrocephalusLwithLfragileLXYassociatedLtremorbataxiaL
syndromeaaLClinicalgNeurologygandgNeurosurgeryXL2022XLedkXLdcjejk 2

1 SymptomaticLandLStenoticLwevelopmentalLVenousLtnomalyLwithLPontineLvapillaryLTelangiectasiamL
tLvaseLReportLwithLzeneticLvonsiderationsaLNMCgCasegReportgJournalXL2022XLlXLdflYdgg 0.6
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