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k Paper IF Citations

115 xumanJgeneticJvariationJdatabaseVJaJreferenceJdatabaseJofJgeneticJvariationsJinJtheJzapaneseJ
populationXJJournalfoffHumanfGeneticsVJ2016VJfaVJedgWec 4.3 212

114 uxpansions´ of´ intronicJTTTsqJandJTTTTqJrepeatsJinJbenignJadultJfamilialJmyoclonicJepilepsyXJNaturef
GeneticsVJ2018VJeZVJehaWeiZ 36.3 152

113 äoncodingJswwJrepeatJexpansionsJinJneuronalJintranuclearJinclusionJdiseaseVJoculopharyngodistalJ
myopathyJandJanJoverlappingJdiseaseXJNaturefGeneticsVJ2019VJeaVJabbbWabcb 36.3 132

112 ssävJmutationsJinJamyotrophicJlateralJsclerosisJandJfrontotemporalJdementiaXJNaturef
CommunicationsVJ2016VJgVJaabec 17.4 126

111 uRrrdJmutationsJthatJdisruptJtheJneuregulinWurbrdJpathwayJcauseJamyotrophicJlateralJsclerosisJ
typeJaiXJAmericanfJournalfoffHumanfGeneticsVJ2013VJicVJiZZWe 11 95

110 siéRvgbJrepeatJexpansionJinJamyotrophicJlateralJsclerosisJinJtheJ iiJpeninsulaJofJzapanXJArchivesfoff
NeurologyVJ2012VJfiVJaaedWh 77

109 VariantsJassociatedJwithJwaucherJdiseaseJinJmultipleJsystemJatrophyXJAnnalsfoffClinicalfandf
TranslationalfNeurologyVJ2015VJbVJdagWbf 5.3 76

108 TheJTR WfusedJgeneJisJmutatedJinJhereditaryJmotorJandJsensoryJneuropathyJwithJproximalJ
dominantJinvolvementXJAmericanfJournalfoffHumanfGeneticsVJ2012VJiaVJcbZWi 11 76

107 uvaluationJofJSLsbZqbJmutationsJthatJcauseJidiopathicJbasalJgangliaJcalcificationJinJzapanXJ
NeurologyVJ2014VJhbVJgZeWab 6.5 61

106 ydentificationJofJqTPaqcJmutationsJbyJexomeJsequencingJasJtheJcauseJofJalternatingJhemiplegiaJofJ
childhoodJinJzapaneseJpatientsXJPLoSfONEVJ2013VJhVJeefabZ 3.7 61

105 qJäovelJMutationJinJuLéVLdJLeadingJtoJSpinocerebellarJqtaxiaJRSsqSJWithJtheJxotJsrossJrunJSignJ
butJLackingJurythrokeratodermiajJqJrroadenedJSpectrumJofJSsqcdXJJAMAfNeurologyVJ2015VJgbVJgigWhZe 17.2 53

104 MutationsJinJMMuJcauseJanJautosomalWrecessiveJsharcotWMarieWToothJdiseaseJtypeJbXJAnnalsfoff
NeurologyVJ2016VJgiVJfeiWgb 9.4 53

103 RapidJdetectionJofJexpandedJshortJtandemJrepeatsJinJpersonalJgenomicsJusingJhybridJsequencingXJ
BioinformaticsVJ2014VJcZVJhaeWbb 7.2 50

102 qJrecurrentJdeJnovoJvqMaaaqJmutationJcausesJ ennyWsaffeyJsyndromeJtypeJbXJJournalfoffBonefandf
MineralfResearchVJ2014VJbiVJiibWh 6.3 49

101 yntronicJqTTTsJrepeatJexpansionsJinJSTqRtgJinJfamilialJadultJmyoclonicJepilepsyJlinkedJtoJ
chromosomeJbXJNaturefCommunicationsVJ2019VJaZVJdibZ 17.4 48

100 yntronicJpentanucleotideJTTTsqJrepeatJinsertionJinJtheJSqMtabJgeneJcausesJfamilialJcorticalJ
myoclonicJtremorJwithJepilepsyJtypeJaXJBrainVJ2018VJadaVJbbhZWbbhh 11.2 45

99 MolecularJepidemiologyJandJclinicalJspectrumJofJhereditaryJspasticJparaplegiaJinJtheJzapaneseJ
populationJbasedJonJcomprehensiveJmutationalJanalysesXJJournalfoffHumanfGeneticsVJ2014VJeiVJafcWgb 4.3 38
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98
tevelopmentJofJaJhighWthroughputJmicroarrayWbasedJresequencingJsystemJforJneurologicalJ
disordersJandJitsJapplicationJtoJmolecularJgeneticsJofJamyotrophicJlateralJsclerosisXJArchivesfoff
NeurologyVJ2008VJfeVJacbfWcb

37

97 PosteriorJcolumnJataxiaJwithJretinitisJpigmentosaJinJaJzapaneseJfamilyJwithJaJnovelJmutationJinJ
vLVsRaXJNeurogeneticsVJ2011VJabVJaagWba 3 31

96 TheJpathogenesisJlinkedJtoJcoenzymeJQaZJinsufficiencyJinJiPSsWderivedJneuronsJfromJpatientsJwithJ
multipleWsystemJatrophyXJScientificfReportsVJ2018VJhVJadbae 4.9 30

95
sSvaRJmutationsJidentifiedJinJthreeJfamiliesJwithJautosomalJdominantlyJinheritedJ
leukoencephalopathyXJAmericanfJournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsVJ2012VJ
aeirVJieaWg

3.5 29

94 LymphomatoidJgranulomatosisJinvolvingJcentralJnervousJsystemJsuccessfullyJtreatedJwithJ
rituximabJaloneXJArchivesfoffNeurologyVJ2008VJfeVJffbWe 29

93 MutationsJinJséqgJcauseJspinocerebellarJataxiaJwithJaxonalJneuropathyXJBrainVJ2018VJadaVJafbbWafcf 11.2 27

92 xypertrophicJpachymeningitisJandJtracheobronchialJstenosisJinJygwdWrelatedJdiseasejJcaseJ
presentationJandJliteratureJreviewXJInternalfMedicineVJ2012VJeaVJiceWda 1.1 27

91 ThreeWYearJvollowWUpJofJxighWtoseJUbiquinolJSupplementationJinJaJsaseJofJvamilialJMultipleJ
SystemJqtrophyJwithJsompoundJxeterozygousJséQbJMutationsXJCerebellumVJ2017VJafVJffdWfgb 4.3 24

90 PlasmaJsoenzymeJQaZJLevelsJinJPatientsJWithJMultipleJSystemJqtrophyXJJAMAfNeurologyVJ2016VJgcVJiggWhZ17.2 24

89 zqSPqsjJzapanJSpasticJParaplegiaJResearchJsonsortiumXJBrainfSciencesVJ2018VJhVJ 3.4 23

88
MolecularJepidemiologicalJstudyJofJfamilialJamyotrophicJlateralJsclerosisJinJzapaneseJpopulationJbyJ
wholeWexomeJsequencingJandJidentificationJofJnovelJxäRäPqaJmutationXJNeurobiologyfoffAgingVJ
2018VJfaVJbeeXeiWbeeXeaf

5.6 22

87 qgynjJmeasuringJtheJlandscapeJofJspwJmethylationJofJindividualJrepetitiveJelementsXJBioinformaticsVJ
2016VJcbVJbiaaWi 7.2 22

86 slinicalJandJgeneticJdiversitiesJofJsharcotWMarieWToothJdiseaseJwithJMväbJmutationsJinJaJlargeJcaseJ
studyXJJournalfoffthefPeripheralfNervousfSystemVJ2017VJbbVJaiaWaii 4.7 19

85 qutosomalWrecessiveJcomplicatedJspasticJparaplegiaJwithJaJnovelJlysosomalJtraffickingJregulatorJ
geneJmutationXJJournalfoffNeurologytfNeurosurgeryfandfPsychiatryVJ2014VJheVJaZbdWh 5.5 17

84 qtaxicJphenotypeJwithJalteredJsacXaJchannelJpropertyJinJaJmouseJmodelJforJspinocerebellarJataxiaJ
dbXJNeurobiologyfoffDiseaseVJ2019VJacZVJaZdeaf 7.5 15

83 ModelingJneurologicalJdiseasesJwithJinducedJpluripotentJcellsJreprogrammedJfromJimmortalizedJ
lymphoblastoidJcellJlinesXJMolecularfBrainVJ2016VJiVJhh 4.5 15

82 rurdenJofJrareJvariantsJinJcausativeJgenesJforJamyotrophicJlateralJsclerosisJRqLSSJacceleratesJageJatJ
onsetJofJqLSXJJournalfoffNeurologytfNeurosurgeryfandfPsychiatryVJ2019VJiZVJecgWedb 5.5 15

81 upidemiologyJandJmolecularJmechanismJofJfrontotemporalJlobarJdegenerationYamyotrophicJlateralJ
sclerosisJwithJrepeatJexpansionJmutationJinJsiorfgbXJJournalfoffNeurogeneticsVJ2015VJbiVJheWid 1.6 14

(2015-2008)
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80 StructuralJrasisJandJwenotypeWPhenotypeJsorrelationsJofJyäSRJMutationsJsausingJSevereJynsulinJ
ResistanceXJDiabetesVJ2017VJffVJbgacWbgbc 0.9 14

79 slinicopathologicJfeaturesJofJmyositisJpatientsJwithJsthWMxsWaJcomplexJpathologyXJNeurologyVJ
2017VJhiVJaZfZWaZfh 6.5 14

78 VPSactWrelatedJdisordersJpresentingJasJaJpureJandJcomplicatedJformJofJhereditaryJspasticJ
paraplegiaXJMolecularfGeneticsfmamp;fGenomicfMedicineVJ2020VJhVJeaaZh 2.3 14

77 TheJnovelJmutationJofJgeneJasJtheJcauseJforJSpasticJparaplegiaJcZJinJaJzapaneseJcaseXJ
ENeurologicalSciVJ2019VJadVJcdWcg 2.1 14

76 ydentificationJofJcandidateJgenesJinvolvedJinJtheJetiologyJofJsporadicJTouretteJsyndromeJbyJexomeJ
sequencingXJAmericanfJournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsVJ2017VJagdVJgabWgbc 3.5 13

75 qnJqutopsyJsaseJofJvamilialJäeuronalJyntranuclearJynclusionJtiseaseJwithJtementiaJandJ
äeuropathyXJInternalfMedicineVJ2018VJegVJcdeiWcdfb 1.1 13

74 slinicalJfeaturesJandJhaplotypeJanalysisJofJnewlyJidentifiedJzapaneseJpatientsJwithJgelsolinWrelatedJ
familialJamyloidosisJofJvinnishJtypeXJNeurogeneticsVJ2012VJacVJbcgWdc 3 13

73 vukutinJgeneJmutationsJthatJcauseJleftJventricularJnoncompactionXJInternationalfJournalfoff
CardiologyVJ2016VJbbbVJgbgWgbi 3.2 13

72 äovelJmutationsJinJtheJqLtxahqaJgeneJinJcomplicatedJhereditaryJspasticJparaplegiaJwithJ
cerebellarJataxiaJandJcognitiveJimpairmentXJJournalfoffHumanfGeneticsVJ2018VJfcVJaZZiWaZac 4.3 12

71 äovelJmutationsJinJtheJPäPLqfJgeneJinJroucherWäeuhˆ⁄userJsyndromeXJJournalfoffHumanfGeneticsVJ
2015VJfZVJbagWbZ 4.3 12

70 TrstJmayJbeJaJcausalJgeneJinJprogressiveJneurodegenerativeJencephalopathyJwithJatypicalJ
infantileJspinalJmuscularJatrophyXJJournalfoffHumanfGeneticsVJ2017VJfbVJdgcWdhZ 4.3 11

69 äovelJteJäovoJ sätcJMutationJinJaJzapaneseJPatientJwithJyntellectualJtisabilityVJserebellarJ
qtaxiaVJMyoclonusVJandJtystoniaXJCerebellumVJ2018VJagVJbcgWbdb 4.3 11

68 qdvancesJinJrepeatJexpansionJdiseasesJandJaJnewJconceptJofJrepeatJmotifWphenotypeJcorrelationXJ
CurrentfOpinionfinfGeneticsfandfDevelopmentVJ2020VJfeVJagfWahe 4.9 11

67 PLqbwfWassociatedJneurodegenerationJpresentingJasJaJcomplicatedJformJofJhereditaryJspasticJ
paraplegiaXJJournalfoffHumanfGeneticsVJ2019VJfdVJeeWei 4.3 11

66 LowJPrevalenceJofJäéTsxbäLsJwwsJRepeatJuxpansionJinJWhiteJPatientsJwithJMovementJ
tisordersXJMovementfDisordersVJ2021VJcfVJbeaWbee 7 11

65 PartialJduplicationJofJcausesJminifascicularJneuropathyjJqJnovelJmutationJdetectionJofXJAnnalsfoff
ClinicalfandfTranslationalfNeurologyVJ2017VJdVJdaeWdba 5.3 10

64 qtypicalJparkinsonismJcausedJbyJProaZeLeuJmutationJofJprionJproteinjJqJbroadJclinicalJspectrumXJ
Neurology:fGeneticsVJ2016VJbVJedh 3.8 10

63 UrqPaJmutationsJcauseJjuvenileWonsetJhereditaryJspasticJparaplegiasJRSPwhZSJandJimpairJUrqPaJ
targetingJtoJendosomesXJJournalfoffHumanfGeneticsVJ2019VJfdVJaZeeWaZfe 4.3 9
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62 SlowlyJprogressiveJdWbifunctionalJproteinJdeficiencyJwithJsurvivalJtoJadulthoodJdiagnosedJbyJ
wholeWexomeJsequencingXJJournalfoffthefNeurologicalfSciencesVJ2017VJcgbVJfWaZ 3.2 8

61 slinicalJandJgeneticJfeaturesJofJsharcotWMarieWToothJdiseaseJbvJandJhereditaryJmotorJneuropathyJ
brJinJzapanXJJournalfoffthefPeripheralfNervousfSystemVJ2018VJbcVJdZWdh 4.7 8

60 vrequencyJandJcharacteristicsJofJtheJTr aJgeneJvariantsJinJzapaneseJpatientsJwithJsporadicJ
amyotrophicJlateralJsclerosisXJNeurobiologyfoffAgingVJ2018VJfdVJaehXeaeWaehXeai 5.6 8

59 qJäovelJdeJnovoJ yvaqJMutationJinJaJPatientJwithJqutismVJxyperactivityVJupilepsyVJSensoryJ
tisturbanceVJandJSpasticJParaplegiaXJInternalfMedicineVJ2020VJeiVJhciWhdb 1.1 8

58 slinicalJefficacyJofJhaematopoieticJstemJcellJtransplantationJforJadultJadrenoleukodystrophyXJBrainf
CommunicationsVJ2020VJbVJfczZdh 4.5 8

57
qtaxicJformJofJautosomalJrecessiveJPuXaZWrelatedJperoxisomeJbiogenesisJdisordersJwithJaJnovelJ
compoundJheterozygousJgeneJmutationJandJcharacteristicJclinicalJphenotypeXJJournalfoffthef
NeurologicalfSciencesVJ2017VJcgeVJdbdWdbi

3.2 7

56 qdultWonsetJneuronalJintranuclearJinclusionJdiseaseJmimickingJvragileJXWassociatedJtremorWataxiaJ
syndromeJinJethnicJshineseJpatientsXJParkinsonismfandfRelatedfDisordersVJ2020VJgdVJbeWbg 3.6 7

55 ydentificationJofJaJnovelJmutationJinJassociatedJwithJaJcomplicatedJformJofJhereditaryJspasticJ
paraplegiaXJNeurology:fGeneticsVJ2020VJfVJeead 3.8 7

54 slinicalJsharacteristicsJofJäeuronalJyntranuclearJynclusionJtiseaseWRelatedJRetinopathyJWithJswwJ
RepeatJuxpansionsJinJtheJäéTsxbäLsJweneJ2020VJfaVJbg 7

53 riallelicJvariantsJinJxPtLJcauseJpureJandJcomplicatedJhereditaryJspasticJparaplegiaXJBrainVJ2021VJ
addVJadbbWadcd 11.2 7

52 qJxomozygousJLqMqbJMutationJofJcXhahwnqJsausedJPartialJMerosinJteficiencyJinJaJzapaneseJ
PatientXJInternalfMedicineVJ2018VJegVJhggWhhb 1.1 6

51 weneticJspectrumJofJsharcotWMarieWToothJdiseaseJassociatedJwithJmyelinJproteinJzeroJgeneJ
variantsJinJzapanXJClinicalfGeneticsVJ2021VJiiVJceiWcge 4 6

50 vunctionalJevaluationJofJPtwvrWvariantsJinJidiopathicJbasalJgangliaJcalcificationVJusingJ
patientWderivedJiPSJcellsXJScientificfReportsVJ2019VJiVJefih 4.9 5

49 somprehensiveJinvestigationJofJRävbacJnonsynonymousJvariantsJassociatedJwithJintracranialJ
arteryJstenosisXJScientificfReportsVJ2020VJaZVJaaidb 4.9 5

48 RandomizedJphaseJbJstudyJofJperampanelJforJsporadicJamyotrophicJlateralJsclerosisXJJournalfoff
NeurologyVJ2021VJa 5.5 5

47 uxomeJsequencingJrevealsJaJnovelJmissenseJmutationJinJtheJ yqqZaifJgeneJinJaJzapaneseJpatientJ
withJSPwhXJClinicalfNeurologyfandfNeurosurgeryVJ2016VJaddVJcfWh 2 5

46 zuvenileJamyotrophicJlateralJsclerosisJwithJcomplexJphenotypesJassociatedJwithJnovelJmutationsXJ
AmyotrophicfLateralfSclerosisfandfFrontotemporalfDegenerationVJ2021VJbbVJegfWegh 3.6 4

45 äeuroimagingVJgeneticVJandJenzymaticJstudyJinJaJzapaneseJfamilyJwithJaJwrqJgrossJdeletionXJ
ParkinsonismfandfRelatedfDisordersVJ2019VJfaVJegWfc 3.6 4

(2019-2017)
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44 sranialJäerveJynvolvementJandJtysautonomiaJinJPostWséVytWaiJwuillainWrarrˆ'JSyndromeXJInternalf
MedicineVJ2021VJfZVJcdggWcdhZ 1.1 4

43 qJnovelJmutationJinJtheJgeneJinJaJzapaneseJpatientJwithJSPwdfjJqJcaseJreportXJENeurologicalSciVJ
2020VJaiVJaZZbch 2.1 3

42 vamilialJdementiaJwithJLewyJbodiesJwithJVPSacsJmutationsXJParkinsonismfandfRelatedfDisordersVJ
2020VJhaVJcaWcc 3.6 3

41 SelectiveJimpairmentJofJénWreadingJRshineseWstyleJpronunciationSJinJalexiaJwithJagraphiaJforJkanjiJ
dueJtoJsubcorticalJhemorrhageJinJtheJleftJposteriorJmiddleJtemporalJgyrusXJNeurocaseVJ2020VJbfVJbbZWbbf0.8 3

40 qJnovelJhomozygousJmutationJofJtheJTvwJgeneJinJaJpatientJwithJearlyJonsetJspasticJparaplegiaJandJ
laterJonsetJsensorimotorJpolyneuropathyXJJournalfoffHumanfGeneticsVJ2019VJfdVJagaWagf 4.3 3

39 LossWofWfunctionJvariantsJinJäu aJareJassociatedJwithJanJincreasedJriskJofJsporadicJqLSJinJtheJ
zapaneseJpopulationXJJournalfoffHumanfGeneticsVJ2021VJffVJbcgWbda 4.3 3

38 xyVJtementiaJwithJaJtecreasedJsardiacJyWmetaiodobenzylguanidineJUptakeJMasqueradingJasJ
tementiaJwithJLewyJrodiesXJInternalfMedicineVJ2018VJegVJcZZgWcZaZ 1.1 3

37 uxomeJsequencingJshowsJaJnovelJdeJnovoJmutationJinJqTLaXJNeurologyfandfClinicalfNeuroscienceVJ
2014VJbVJaWd 0.3 2

36 uxomeJanalysisJrevealsJaJzapaneseJfamilyJwithJspinocerebellarJataxiaVJautosomalJrecessiveJaXJ
JournalfoffthefNeurologicalfSciencesVJ2013VJccaVJaehWfZ 3.2 2

35 qJzapaneseJfamilyJwithJprimaryJfamilialJbrainJcalcificationJpresentingJwithJparoxysmalJkinesigenicJ
dyskinesiaJWJqJcomprehensiveJmutationalJanalysisXJJournalfoffthefNeurologicalfSciencesVJ2020VJdahVJaagZia3.2 2

34 slinicalJympactJofJsopyJäumberJVariationJonJtheJweneticJtiagnosisJofJSyndromicJqortopathiesXJ
CirculationfGenomicfandfPrecisionfMedicineVJ2021VJadVJeZZcdeh 5.2 2

33 séQbJVcicqJconfersJhighJriskJsusceptibilityJforJmultipleJsystemJatrophyJinJuastJqsianJpopulationXJ
JournalfoffthefNeurologicalfSciencesVJ2021VJdbiVJaagfbc 3.2 2

32
qssociationJofJqTXäbJintermediateWlengthJsqwJrepeatsJwithJamyotrophicJlateralJsclerosisJ
correlatesJwithJtheJdistributionsJofJnormalJsqwJrepeatJallelesJamongJindividualJethnicJpopulationsXJ
NeurogeneticsVJ2019VJbZVJfeWga

3 1

31 slinicalJfeaturesJofJinheritedJneuropathyJwithJrSsLbJmutationsJinJzapanXJJournalfoffthefPeripheralf
NervousfSystemVJ2020VJbeVJabeWaca 4.7 1

30 äoJnovelVJhighJpenetrantJgeneJmightJremainJtoJbeJfoundJinJzapaneseJpatientsJwithJunknownJ
MétYXJJournalfoffHumanfGeneticsVJ2018VJfcVJhbaWhbi 4.3 1

29 vrequencyJofJvMRaJPremutationJqllelesJinJPatientsJwithJUndiagnosedJserebellarJqtaxiaJandJ
MultipleJSystemJqtrophyJinJtheJzapaneseJPopulationXJCerebellumVJ2021VJa 4.3 1

28 qJRoleJofJqgingJinJtheJProgressionJofJsorticalJuxcitabilityJinJrenignJqdultJvamilialJMyoclonusJ
upilepsyJtypeJaJPatientsXJMovementfDisordersVJ2021VJcfVJbddfWbddh 7 1

27 SpliceWsiteJmutationsJinJ yveqJinJtheJzapaneseJcaseJseriesJofJamyotrophicJlateralJsclerosisXJ
NeurogeneticsVJ2021VJbbVJaaWag 3 1
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26 qnJautopsyJcaseJofJwJgangliosidosisJtypeJyyJinJaJpatientJwhoJsurvivedJaJlongJdurationJwithJartificialJ
respiratoryJsupportXJNeuropathologyVJ2020VJdZVJcgiWchh 2 0

25 qJcaseJofJlateWonsetJ rabbeJdiseaseJwhichJshowedJsubacuteJprogressionJofJspasticJparesisJwithJ
bilateralJspinalJcordJlesionsXJNeurologyfandfClinicalfNeuroscienceVJ2018VJfVJaZdWaZf 0.3 0

24 qnJimmigrantJfamilyJwithJ iiJamyotrophicJlateralJsclerosisYparkinsonismWdementiaJcomplexXJ
NeurologicalfSciencesVJ2021VJdcVJadbc 3.5 0

23 qdrenoleukodystrophyJsiblingsJwithJaJnovelJqrstaJmissenseJvariantJpresentingJwithJphenotypicJ
differencesjJaJcaseJreportJandJliteratureJreviewXJJournalfoffHumanfGeneticsVJ2021VJffVJeceWecg 4.3 0

22 SPwiqJwithJtheJnewJoccurrenceJofJanJqLtxahqaJmutationJinJaJsMTaqJfamilyJwithJPMPbbJ
duplicationjJcaseJreportXJBMCfNeurologyVJ2021VJbaVJfd 3.1 0

21 ReliabilityJandJvalidityJofJzapaneseJversionJofJUnifiedJMultipleJSystemJqtrophyJRatingJScaleXJ
NeurologyfandfClinicalfNeuroscienceVJ2021VJiVJagaWahZ 0.3 0

20 tMtJexonJbJduplicationJdueJtoJaJcomplexJgenomicJrearrangementJisJassociatedJwithJaJsomaticJ
mosaicismXXJNeuromuscularfDisordersVJ2021VJ 2.9 0

19 äonsyndromicJarteriopathyJandJaortopathyJandJvascularJuhlersWtanlosJsyndromeJcausingJséLcqaJ
variantsXXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2022VJ 2.5 0

18 TtPWdcJProteinopathyJPresentingJwithJTypicalJSymptomsJofJParkinsonQsJtiseaseXXJMovementf
DisordersVJ2022VJ 7 0

17 quthorsQJresponseJtoJLsompoundJheterozygousJvukutinJmutationWrelatedJnonWcompactionLJbyJ
vinstererJandJZarroukWMahjoubXJInternationalfJournalfoffCardiologyVJ2017VJbccVJaZb 3.2

16 äovelJvariantJofJsSvaRJinJsporadicJcaseJwithJearlyWonsetJcognitiveJimpairmentXJNeurologyfandf
ClinicalfNeuroscienceVJ2020VJhVJdcZWdcb 0.3

15 qJnovelJmutationJinJqrstaJgeneJinJaJvilipinoJpatientJwithJadultWonsetJXWlinkedJqLtXJNeurologyfandf
ClinicalfNeuroscienceVJ2020VJhVJcbiWcca 0.3

14 quthorsQJreplyJtoJtheJtrsXJvinstererJandJZarroukWMahjoubQsJcommentsJforJourJcaseJreportXJ
InternationalfJournalfoffCardiologyVJ2018VJbedVJbfb 3.2

13 ProminentJSpasticityJandJxyperreflexiaJofJtheJLegsJinJaJäepaleseJPatientJwithJvriedreichJqtaxiaXJ
InternalfMedicineVJ2019VJehVJbhfeWbhfi 1.1

12 SporadicJprogressiveJmyoclonicJepilepsyJwithJearlyWonsetJdementiaJcausedJbyJaJdeJnovoJmutationJ
inJPSuäaXJNeurologyfandfClinicalfNeuroscienceVJ2019VJgVJbidWbif 0.3

11 äovelJmutationJinJtheJmembraneJmetalloendopeptidaseJgeneJinJaJpatientJwithJtheJautosomalJ
recessiveJformJofJsharcotWMarieWToothJdiseaseXJNeurologyfandfClinicalfNeuroscienceVJ2017VJeVJabdWabf 0.3

10 vamilyJwithJcongenitalJcontracturalJarachnodactylyJdueJtoJaJnovelJmultiexonJdeletionJofJtheJgeneXXJ
ClinicalfCasefReportsfodiscontinuedpVJ2022VJaZVJeZecce 0.7

9 täqJsequencingJandJotherJmethodsJofJexonicJandJgenomicJanalysesJ2020VJaZiWabZ

(2020-2020)
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8 qJnovelJmultiWexonJdeletionJinJtheJdysferlinJgeneJofJaJlimbWgirdleJmuscularJdystrophyJtypeJbrJ
vilipinoJpatientXJNeurologyfandfClinicalfNeuroscienceVJ2020VJhVJdaiWdba 0.3

7 toJeyeJmovementsJLageLJearlierJinJprogeriaoXJClinicalfNeurophysiologyVJ2020VJacaVJahceWahcf 4.3

6 qJsaseJofJyrreversibleJsornealJudemaJqssociatedJwithJtentatorubropallidoluysianJqtrophyJ
vollowingJsornealJundothelialJTransplantationXJSNfComprehensivefClinicalfMedicineVJ2021VJcVJbZbiWbZcb 2.7

5 äovelJséLfqbJmutationJinJaJcaseJofJlimbJgirdleJmuscularJdystrophyJphenotypeJwithJautosomalJ
recessiveJinheritanceXJNeurologyfandfClinicalfNeuroscienceVJ2016VJdVJahiWaia 0.3

4
SevereJdilatedJcardiomyopathyJandJventricularJarrhythmiaJinJaJpatientJwithJumeryWtreifussJ
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