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h Paper IF Citations

79 RevealingLtheLMutationalLSpectrumLinLSouthernLufricansLWithLumyotrophicLLateralLSclerosisaaL
Neurology:iGeneticsXL2022XLlXLeihg 3.8 2

78 YderivedLarginineYcontainingLdipeptideLrepeatsLassociateLwithLaxonalLtransportLmachineryLandL
impedeLmicrotubuleYbasedLmotilityaLScienceiAdvancesXL2021XLkXL 14.3 17

77 LongYreadLtargetedLsequencingLuncoversLclinicopathologicalLassociationsLforLwmorfkeYlinkedL
diseasesaLBrainXL2021XLdggXLdcleYdcll 11.2 2

76 PathogenicL’untingtinLRepeatLyxpansionsLinLPatientsLwithLzrontotemporalLxementiaLandL
umyotrophicLLateralLSclerosisaLNeuronXL2021XLdcmXLgglYgicaeg 13.9 20

75 ussociationLofLVariantsLinLtheLSPTLwdL‘eneLWithLJuvenileLumyotrophicLLateralLSclerosisaLJAMAi
NeurologyXL2021XLklXLdefiYdegl 17.2 5

74 UnravellingLtheLclinicalLspectrumLandLtheLroleLofLrepeatLlengthLinLrepeatLexpansionsaLJournaliofi
NeurologyxiNeurosurgeryiandiPsychiatryXL2021XLmeXLhceYhcm 5.5 6

73 ‘eneticLscreeningLofLaLlargeLseriesLofLNorthLumericanLsporadicLandLfamilialLfrontotemporalL
dementiaLcasesaLAlzheimerssiandiDementiaXL2020XLdiXLddlYdfc 1.2 25

72 ylevatedLmethylationLlevelsXLreducedLexpressionLlevelsXLandLfrequentLcontractionsLinLaLclinicalL
cohortLofLwmorfkeLexpansionLcarriersaLMoleculariNeurodegenerationXL2020XLdhXLk 19 20

71 PrimaryLlateralLsclerosisnLconsensusLdiagnosticLcriteriaaLJournaliofiNeurologyxiNeurosurgeryiandi
PsychiatryXL2020XLmdXLfkfYfkk 5.5 59

70 TruncatedLstathminYeLisLaLmarkerLofLTxPYgfLpathologyLinLfrontotemporalLdementiaaLJournaliofi
ClinicaliInvestigationXL2020XLdfcXLiclcYicme 15.9 34

69 TowardLalleleYspecificLtargetingLtherapyLandLpharmacodynamicLmarkerLforLspinocerebellarLataxiaL
typeLfaLScienceiTranslationaliMedicineXL2020XLdeXL 17.5 15

68
‘enomeYwideLanalysesLasLpartLofLtheLinternationalLzTLxYTxPLwholeYgenomeLsequencingL
consortiumLrevealsLnovelLdiseaseLriskLfactorsLandLincreasesLsupportLforLimmuneLdysfunctionLinL
zTLxaLActaiNeuropathologicaXL2019XLdfkXLlkmYlmm

14.3 50

67 yxtensiveLtranscriptomicLstudyLemphasizesLimportanceLofLvesicularLtransportLinLwmorfkeLexpansionL
carriersaLActaiNeuropathologicaiCommunicationsXL2019XLkXLdhc 7.3 18

66 MicrogliaLinLfrontotemporalLlobarLdegenerationLwithLprogranulinLorLwmORzkeLmutationsaLAnnalsiofi
ClinicaliandiTranslationaliNeurologyXL2019XLiXLdkleYdkmi 5.3 11

65 RepeatLexpansionsLinLmyoclonicLepilepsyaLNatureiGeneticsXL2018XLhcXLgkkYgkl 36.3

64 UnaffectedLmosaicLcasenLRNuLfociXLdipeptideLproteinsXLbutLupregulatedLwmorfkeLexpressionaL
NeurologyXL2018XLmcXLefefYeffd 6.5 24

63
PotentialLgeneticLmodifiersLofLdiseaseLriskLandLageLatLonsetLinLpatientsLwithLfrontotemporalLlobarL
degenerationLandL‘RNLmutationsnLaLgenomeYwideLassociationLstudyaLLancetiNeurologyxiTheXL2018XL
dkXLhglYhhl

24.1 60
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62 ‘enomeYwideLunalysesLIdentifyLKIzhuLasLaLNovelLuLSL‘eneaLNeuronXL2018XLmkXLdeilYdelfaei 13.9 296

61 TMyMdcivLhaplotypesLhaveLdistinctLgeneLexpressionLpatternsLinLagedLbrainaLMoleculari
NeurodegenerationXL2018XLdfXLfh 19 15

60 LongYreadLsequencingLacrossLtheLwmorfkeLS‘‘‘‘wwSLrepeatLexpansionnLimplicationsLforLclinicalLuseL
andLgeneticLdiscoveryLeffortsLinLhumanLdiseaseaLMoleculariNeurodegenerationXL2018XLdfXLgi 19 66

59 InYdepthLclinicoYpathologicalLexaminationLofLRNuLfociLinLaLlargeLcohortLofLwmORzkeLexpansionL
carriersaLActaiNeuropathologicaXL2017XLdfgXLehhYeim 14.3 57

58 PolyT‘PULproteinsLareLaLusefulLpharmacodynamicLmarkerLforLYassociatedLamyotrophicLlateralL
sclerosisaLScienceiTranslationaliMedicineXL2017XLmXL 17.5 128

57 xetectionLofLlongLrepeatLexpansionsLfromLPwRYfreeLwholeYgenomeLsequenceLdataaLGenomei
ResearchXL2017XLekXLdlmhYdmcf 9.7 159

56 RepetitiveLelementLtranscriptsLareLelevatedLinLtheLbrainLofLwmorfkeLuLSbzTLxLpatientsaLHumani
MoleculariGeneticsXL2017XLeiXLfgedYfgfd 5.6 63

55 ubnormalLexpressionLofLhomeoboxLgenesLandLtransthyretinLinLexpansionLcarriersaLNeurology:i
GeneticsXL2017XLfXLedid 3.8 9

54 ProsaposinLisLaLregulatorLofLprogranulinLlevelsLandLoligomerizationaLNatureiCommunicationsXL2016XL
kXLddmme 17.4 49

53 NyKdLvariantsLconferLsusceptibilityLtoLamyotrophicLlateralLsclerosisaLNatureiGeneticsXL2016XLglXLdcfkYge 36.3 149

52 wwNzLmutationsLinLamyotrophicLlateralLsclerosisLandLfrontotemporalLdementiaaLNaturei
CommunicationsXL2016XLkXLddehf 17.4 126

51 wmorfkeLpromoterLhypermethylationLisLreducedLwhileLhydroxymethylationLisLacquiredLduringL
reprogrammingLofLuLSLpatientLcellsaLExperimentaliNeurologyXL2016XLekkXLdkdYdkk 5.7 16

50 TYROvPLgeneticLvariantsLinLearlyYonsetLulzheimerSsLdiseaseaLNeurobiologyiofiAgingXL2016XLglXLeeeaemYeeeaedh5.6 51

49 SptgLselectivelyLregulatesLtheLexpressionLofLwmorfkeLsenseLandLantisenseLmutantLtranscriptsaL
ScienceXL2016XLfhfXLkclYde 33.3 92

48 vromodomainLinhibitorsLregulateLtheLwmORzkeLlocusLinLuLSaLExperimentaliNeurologyXL2015XLekdXLegdYhc 5.7 19

47 xistinctLbrainLtranscriptomeLprofilesLinLwmorfkeYassociatedLandLsporadicLuLSaLNatureiNeuroscienceXL
2015XLdlXLddkhYle 25.5 235

46 WholeYgenomeLsequencingLrevealsLimportantLroleLforLTvKdLandLOPTNLmutationsLinLfrontotemporalL
lobarLdegenerationLwithoutLmotorLneuronLdiseaseaLActaiNeuropathologicaXL2015XLdfcXLkkYme 14.3 222

45 NeurodegenerativeLdiseasenLwmorfkeLrepeatsLcompromiseLnucleocytoplasmicLtransportaLNaturei
ReviewsiNeurologyXL2015XLddXLikcYe 15 11

(2015-2018)
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44 NovelLclinicalLassociationsLwithLspecificLwmORzkeLtranscriptsLinLpatientsLwithLrepeatLexpansionsLinL
wmORzkeaLActaiNeuropathologicaXL2015XLdfcXLlifYki 14.3 81

43 werebellarLcmRuNLproteinsLassociateLwithLclinicalLandLneuropathologicalLcharacteristicsLofLwmORzkeL
repeatLexpansionLcarriersaLActaiNeuropathologicaXL2015XLdfcXLhhmYkf 14.3 72

42 JumpLfromLpreYmutationLtoLpathologicLexpansionLinLwmorfkeaLAmericaniJournaliofiHumaniGeneticsXL
2015XLmiXLmieYkc 11 41

41 TMyMdcivLprotectsLwmORzkeLexpansionLcarriersLagainstLfrontotemporalLdementiaaLActai
NeuropathologicaXL2014XLdekXLfmkYgci 14.3 108

40
uLblindedLinternationalLstudyLonLtheLreliabilityLofLgeneticLtestingLforL‘‘‘‘wwYrepeatLexpansionsLinL
wmorfkeLrevealsLmarkedLdifferencesLinLresultsLamongLdgLlaboratoriesaLJournaliofiMedicaliGeneticsXL
2014XLhdXLgdmYeg

5.8 96

39 utaxinYeLasLpotentialLdiseaseLmodifierLinLwmORzkeLexpansionLcarriersaLNeurobiologyiofiAgingXL2014XL
fhXLegedaedfYk 5.6 62

38 yxcessLofLrareLdamagingLTUvuguLvariantsLsuggestsLcytoskeletalLdefectsLinLuLSaLNeuronXL2014XLlgXLegdYf 13.9 13

37 IdenticalLtwinsLwithLtheLwmorfkeLrepeatLexpansionLareLdiscordantLforLuLSaLNeurologyXL2014XLlfXLdgkiYl 6.5 39

36 wlinicalLvariabilityLandLadditionalLmutationsLinLamyotrophicLlateralLsclerosisLpatientsLwithLpaNfheSL
mutationsLinLTuRxvPaLNeuropathologyiandiAppliediNeurobiologyXL2014XLgcXLfhiYl 5.2 1

35 ‘eneticLmodifiersLinLcarriersLofLrepeatLexpansionsLinLtheLwmORzkeLgeneaLMoleculari
NeurodegenerationXL2014XLmXLfl 19 51

34 yxpandedLwmORzkeLhexanucleotideLrepeatLinLdepressiveLpseudodementiaaLJAMAiNeurologyXL2014XL
kdXLkkhYld 17.2 24

33 uLSYzTxLcomplexLdisorderLdueLtoLwmORzkeLgeneLmutationnLdescriptionLofLfirstLPolishLfamilyaL
EuropeaniNeurologyXL2014XLkeXLigYkd 2.1 1

32
ussociationLbetweenLrepeatLsizesLandLclinicalLandLpathologicalLcharacteristicsLinLcarriersLofL
wmORzkeLrepeatLexpansionsLTXpansizeYkeUnLaLcrossYsectionalLcohortLstudyaLLancetiNeurologyxiTheXL
2013XLdeXLmklYll

24.1 200

31 MotorLneuronLdiseaseLinLecdenLNovelLcausalLgenesLandLdiseaseLmodifiersaLNatureiReviewsiNeurology
XL2013XLmXLifYg 15 22

30 UnconventionalLtranslationLofLwmORzkeL‘‘‘‘wwLexpansionLgeneratesLinsolubleLpolypeptidesL
specificLtoLcmzTxbuLSaLNeuronXL2013XLkkXLifmYgi 13.9 783

29 MutationalLanalysisLofLTuRxvPLinLParkinsonSsLdiseaseaLNeurobiologyiofiAgingXL2013XLfgXLdhdkaedYf 5.6 2

28 untisenseLtranscriptsLofLtheLexpandedLwmORzkeLhexanucleotideLrepeatLformLnuclearLRNuLfociLandL
undergoLrepeatYassociatedLnonYuT‘LtranslationLinLcmzTxbuLSaLActaiNeuropathologicaXL2013XLdeiXLlemYgg14.3 392

27 ProgressiveLamnesticLdementiaXLhippocampalLsclerosisXLandLmutationLinLwmORzkeaLActai
NeuropathologicaXL2013XLdeiXLhghYhg 14.3 22
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26 wmORzkeLrepeatLexpansionsLinLcasesLwithLpreviouslyLidentifiedLpathogenicLmutationsaLNeurologyXL
2013XLldXLdffeYgd 6.5 75

25 ProfilinYdLmutationsLareLrareLinLpatientsLwithLamyotrophicLlateralLsclerosisLandLfrontotemporalL
dementiaaLAmyotrophiciLateraliSclerosisiandiFrontotemporaliDegenerationXL2013XLdgXLgifYm 3.6 23

24 wharacterizationLofLzUSLmutationsLinLamyotrophicLlateralLsclerosisLusingLRNuYSeqaLPLoSiONEXL2013XL
lXLeickll 3.7 16

23 MutationsLinLtheLTRPVgLgeneLareLnotLassociatedLwithLsporadicLprogressiveLmuscularLatrophyaL
ArchivesiofiNeurologyXL2012XLimXLkmcYd 4

22 RareLandLcommonLparaoxonaseLgeneLvariantsLinLamyotrophicLlateralLsclerosisLpatientsaL
NeurobiologyiofiAgingXL2012XLffXLdlghaedYf 5.6 7

21 NovelLoptineurinLmutationsLinLsporadicLamyotrophicLlateralLsclerosisLpatientsaLNeurobiologyiofi
AgingXL2012XLffXLdcdiaedYk 5.6 37

20 VwPLmutationsLinLfamilialLandLsporadicLamyotrophicLlateralLsclerosisaLNeurobiologyiofiAgingXL2012XL
ffXLlfkaekYdf 5.6 84

19 UvQLNeLinLfamilialLamyotrophicLlateralLsclerosisLinLTheLNetherlandsaLNeurobiologyiofiAgingXL2012XL
ffXLeeffaekYeeffael 5.6 9

18 VuPvLandLwmorfkeLmutationsLinLdLfamilialLamyotrophicLlateralLsclerosisLpatientaLNeurobiologyiofi
AgingXL2012XLffXLemhcaedYg 5.6 40

17 TxPYgfLplasmaLlevelsLareLhigherLinLamyotrophicLlateralLsclerosisaLAmyotrophiciLateraliSclerosisiandi
OtheriMotoriNeuroniDisordersXL2012XLdfXLggiYhd 53

16
’owLdoLwmORzkeLrepeatLexpansionsLcauseLamyotrophicLlateralLsclerosisLandLfrontotemporalL
dementianLcanLweLlearnLfromLotherLnoncodingLrepeatLexpansionLdisorderssaLCurrentiOpinioniini
NeurologyXL2012XLehXLilmYkcc

7.1 136

15 yvidenceLforLanLoligogenicLbasisLofLamyotrophicLlateralLsclerosisaLHumaniMoleculariGeneticsXL2012XL
edXLfkkiYlg 5.6 251

14 ’exanucleotideLrepeatLexpansionsLinLwmORzkeLinLtheLspectrumLofLmotorLneuronLdiseasesaL
NeurologyXL2012XLkmXLlklYle 6.5 81

13 ‘eneticLoverlapLbetweenLapparentlyLsporadicLmotorLneuronLdiseasesaLPLoSiONEXL2012XLkXLeglmlf 3.7 48

12 MutationalLanalysisLofLTuRxvPLinLneurodegenerativeLdiseasesaLNeurobiologyiofiAgingXL2011XLfeXLecmiYm 5.6 36

11 yxpandedLuTXNeLwu‘LrepeatLsizeLinLuLSLidentifiesLgeneticLoverlapLbetweenLuLSLandLSwueaL
NeurologyXL2011XLkiXLeciiYke 6.5 126

10 ungiogeninLvariantsLinLParkinsonLdiseaseLandLamyotrophicLlateralLsclerosisaLAnnalsiofiNeurologyXL
2011XLkcXLmigYkf 9.4 144

9
untiYsuperoxideLdismutaseLantibodiesLareLassociatedLwithLsurvivalLinLpatientsLwithLsporadicL
amyotrophicLlateralLsclerosisaLAmyotrophiciLateraliSclerosisiandiOtheriMotoriNeuroniDisordersXL2011XL
deXLgfcYl

19

(2011-2013)

5



8 RNuLprocessingLpathwaysLinLamyotrophicLlateralLsclerosisaLNeurogeneticsXL2010XLddXLekhYmc 3 54

7 ParaoxonaseLgeneLmutationsLinLamyotrophicLlateralLsclerosisaLAnnalsiofiNeurologyXL2010XLilXLdceYk 9.4 56

6 NeuroprotectiveLeffectLofLoligodendrocyteLprecursorLcellLtransplantationLinLaLlongYtermLmodelLofL
periventricularLleukomalaciaaLAmericaniJournaliofiPathologyXL2009XLdkhXLeffeYge 5.8 28

5 ‘enomeYWideLunalysesLIdentifyLKIzhuLasLaLNovelLuLSL‘eneaLSSRNiElectroniciJournalX 1 2

4 LongYreadLsequencingLacrossLtheLwmorfkeLâ��‘‘‘‘wwâ��LrepeatLexpansionnLimplicationsLforLclinicalLuseL
andLgeneticLdiscoveryLeffortsLinLhumanLdisease 1

3 xetectionLofLlongLrepeatLexpansionsLfromLPwRYfreeLwholeYgenomeLsequenceLdata 6

2 wmorfkeYderivedLarginineYcontainingLdipeptideLrepeatsLassociateLwithLaxonalLtransportLmachineryL
andLimpedeLmicrotubuleYbasedLmotility 7

1 SingleYcellLprofilingLofLtheLhumanLprimaryLmotorLcortexLinLuLSLandLzTLx 1
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