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k Paper IF Citations

81 PerryKsyndromeKwithKprogressiveKsupranuclearKpalsyXlikeKphenotypeKinKaKPortugueseKfamilyKXK
γongXtermKclinicalKfollowXupYKParkinsonismkandkRelatedkDisordersWK2021WKjfWKifXih 3.6 2

80 sKgeneticKinteractionKofKNRXNdKwithKystRwWKSYTcKandKusSβKinKmigraineKpatientslKaKcaseXcontrolK
studyYKJournalkofkHeadachekandkPainWK2021WKddWKgi 8.8 2

79 RettXlikeKSyndromeKinKaKPediatricKPatientâ��sKuhallengingKviagnosisYKJournalkofkPediatrickNeurologyWK
2021WKckWKcceXccg 0.2

78 —ncreasingKinvolvementKofKusPNcKvariantsKinKspasticKataxiasKandKphenotypeXgenotypeKcorrelationsYK
NeurogeneticsWK2021WKddWKicXik 3 4

77
teyondKValebMetKtransthyretinKSTTRTlKvariantsKassociatedKwithKageXatXonsetKinKhereditaryKsTTRvK
amyloidosisYKAmyloid:kthekInternationalkJournalkofkExperimentalkandkClinicalkInvestigation:kthekOfficialk
JournalkofkthekInternationalkSocietykofkAmyloidosisWK2021WKdjWKcbbXcbh

2.7 1

76 sKlateXonsetKcongenitalKmyasthenicKsyndromeKdueKtoKaKheterozygousKvOβiKmutationYK
NeuromuscularkDisordersWK2020WKebWKeecXeeg 2.9 3

75 NovelKVariantKuausesKuerebellarKstaxiaKwithKOculomotorKspraxialKMolecularKtasisKandKwxpandedK
ulinicalKPhenotypeYKJournalkofkClinicalkMedicineWK2020WKkWK 5.1 1

74 uomplexKMovementKvisordersKinKstaxiaKwithKOculomotorKspraxiaKTypeKclKteyondKtheKuerebellarK
SyndromeYKTremorkandkOtherkHyperkinetickMovementsWK2020WKcbWKek 2 2

73 veterminantsKofKageKatKonsetKinKaKPortugueseKcohortKofKautosomalKdominantKspasticKparaplegiaYK
JournalkofkthekNeurologicalkSciencesWK2020WKfcbWKcchhfh 3.2 4

72 yoingKveepKintoKSynapticKVesicleKMachineryKyenesKandKMigraineKSusceptibilityKXKsKuaseXuontrolK
sssociationKStudyYKHeadacheWK2020WKhbWKdcgdXdchg 4.2 4

71 yeneticKanalysesKinKaKcohortKofKPortugueseKpediatricKpatientsKwithKcongenitalKhypothyroidismYK
JournalkofkPediatrickEndocrinologykandkMetabolismWK2019WKedWKcdhgXcdie 1.6 12

70 yNsOcKmutationKpresentingKasKdyskineticKcerebralKpalsyYKNeurologicalkSciencesWK2019WKfbWKddceXddch 3.5 4

69 andKmodifyKageXatXonsetKinKfamilialKamyloidKpolyneuropathyKpatientsYKAnnalskofkClinicalkandk
TranslationalkNeurologyWK2019WKhWKifjXigf 5.3 7

68 viagnosticKyieldKofKnextXgenerationKsequencingKappliedKtoKneurologicalKdisordersYKJournalkofkClinicalk
NeuroscienceWK2019WKhiWKcfXcj 2.2 13

67 ParkinKtruncatingKvariantsKresultKinKaKlossXofXfunctionKphenotypeYKScientifickReportsWK2019WKkWKchcgb 4.9 1

66 yordonKzolmesKsyndromeKdueKtoKcompoundKheterozygosityKofKtwoKnewKvariantsKXKsKdiagnosticK
challengeYKENeurologicalSciWK2019WKcfWKkXcd 2.1 5

65 γargeKnormalKallelesKofKsTXNdKdecreaseKageKatKonsetKinKtransthyretinKfamilialKamyloidK
polyneuropathyKValebMetKpatientsYKAnnalskofkNeurologyWK2019WKjgWKdgcXdgj 9.4 8

Isabel Alonso

2



64 ProinflammatoryKandKantiXinflammatoryKcytokinesKinKtheKuSxKofKpatientsKwithKslzheimerRsKdiseaseK
andKtheirKcorrelationKwithKcognitiveKdeclineYKNeurobiologykofkAgingWK2019WKihWKcdgXced 5.6 64

63 sKTransXactingKxactorKMayKModifyKsgeKatKOnsetKinKxamilialKsmyloidKPolyneuropathyKsTTRVebMKinK
PortugalYKMolecularkNeurobiologyWK2018WKggWKehihXehje 6.2 15

62 MitochondrialKwncephalopathylKxirstKPortugueseKReportKofKaKVsRSdKuausativeKVariantYKJIMDk
ReportsWK2018WKfdWKcceXcck 1.9 6

61 ulinicalKspectrumKofKukorfidKexpansionKinKaKcohortKofKzuntingtonRsKdiseaseKphenocopiesYK
NeurologicalkSciencesWK2018WKekWKifcXiff 3.5 6

60 RareKandKuommonKVariantsKuonferringKRiskKofKToothKsgenesisYKJournalkofkDentalkResearchWK2018WKkiWKgcgXgdd8.1 19

59 WhenKvecreaseKs˛†cXfdKinKuSxKMayKNotKMeanKslzheimerRsKviseaselK—nsightsKxromKTwoKuaseKReportsK
WithKwarlyKOnsetKvementiaYKAlzheimerkDiseasekandkAssociatedkDisordersWK2018WKedWKegkXehe 2.5

58 mtvNsKcopyKnumberKassociatedKwithKageKofKonsetKinKfamilialKamyloidKpolyneuropathyYKJournalkofk
NeurologyykNeurosurgerykandkPsychiatryWK2018WKjkWKebbXebf 5.5 15

57 yeneticKuontributorsKtoK—ntergenerationalKusyKRepeatK—nstabilityKinKzuntingtonRsKviseaseKβnockX—nK
MiceYKGeneticsWK2017WKdbgWKgbeXgch 4 13

56 sKPortugueseKrapidXonsetKdystoniaXparkinsonismKcaseKwithKatypicalKfeaturesYKNeurologicalkSciencesWK
2017WKejWKciceXcicf 3.5 4

55 SpinocerebellarKataxiaKtypeKcblKcommonKhaplotypeKandKdiseaseKprogressionKrateKinKPeruKandKtrazilYK
EuropeankJournalkofkNeurologyWK2017WKdfWKjkdXeeh 6 11

54 xamilialKamyloidKpolyneuropathyKinKPortugallKNewKgenesKmodulatingKageXatXonsetYKAnnalskofkClinicalk
andkTranslationalkNeurologyWK2017WKfWKkjXcbg 5.3 6

53 sKrecessiveKataxiaKdiagnosisKalgorithmKforKtheKnextKgenerationKsequencingKeraYKAnnalskofkNeurologyWK
2017WKjdWKjkdXjkk 9.4 20

52 MassiveKsequencingKofKibKgenesKrevealsKaKmyriadKofKmissingKgenesKorKmechanismsKtoKbeKuncoveredK
inKhereditaryKspasticKparaplegiasYKEuropeankJournalkofkHumankGeneticsWK2017WKdgWKcdciXcddj 5.3 38

51 RareKNeurodegenerativeKviseaseslKulinicalKandKyeneticKUpdateYKAdvanceskinkExperimentalkMedicinek
andkBiologyWK2017WKcbecWKffeXfkh 3.6 13

50 VariantsKinKRtPfKandKsRKgenesKmodulateKageKatKonsetKinKfamilialKamyloidKpolyneuropathyKSxsPK
sTTRVebMTYKEuropeankJournalkofkHumankGeneticsWK2016WKdfWKighXhb 5.3 34

49 wMQNKbestKpracticeKguidelinesKforKtheKmolecularKgeneticKdiagnosisKofKhereditaryKhemochromatosisK
SzzTYKEuropeankJournalkofkHumankGeneticsWK2016WKdfWKfikXkg 5.3 46

48 γargeXScaleKxunctionalKRNsiKScreenKinKuYKelegansK—dentifiesKTyxX˛†KandKNotchKSignalingKPathwaysKasK
ModifiersKofKusuNscsYKASNkNeuroWK2016WKjWK 5.3 4

47 yenomicKmechanismsKunderlyingKPsRβdKlargeKdeletionsKidentifiedKinKaKcohortKofKpatientsKwithKPvYK
Neurology:kGeneticsWK2016WKdWKeie 3.8 14

(2016-2019)
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46 vαXcKlinkedKparkinsonismKSPsRβiTKisKassociatedKwithKγewyKbodyKpathologyYKBrainWK2016WKcekWKchjbXi 11.2 63

45 MutationsKinKPNβPKcauseKrecessiveKataxiaKwithKoculomotorKapraxiaKtypeKfYKAmericankJournalkofk
HumankGeneticsWK2015WKkhWKfifXk 11 90

44 slterationKofKornithineKmetabolismKleadsKtoKdominantKandKrecessiveKhereditaryKspasticKparaplegiaYK
BrainWK2015WKcejWKdckcXdbg 11.2 64

43 ShiftingKtheKusRsS—γKparadigmlKreportKofKaKnonXssianKfamilyKandKliteratureKreviewYKStrokeWK2015WKfhWKcccbXd6.7 24

42 uhromosomeKsubstitutionKstrainKassessmentKofKaKzuntingtonRsKdiseaseKmodifierKlocusYKMammaliank
GenomeWK2015WKdhWKcckXeb 3.2 4

41 NovelKMutationKinKaKzispanicKSubjectKsffectedKbyKstaxiaKwithKOculomotorKspraxiaKTypeKcYK
MovementkDisorderskClinicalkPracticeWK2015WKdWKkbXkd 2.2 1

40 PrevalenceKofKzuntingtonRsKdiseaseKgeneKusyKtrinucleotideKrepeatKallelesKinKpatientsKwithKbipolarK
disorderYKBipolarkDisordersWK2015WKciWKfbeXj 3.8 5

39 zaplotypeKanalysisKofKtheKfpchYeKregionKinKPortugueseKfamiliesKwithKzuntingtonRsKdiseaseYKAmericank
JournalkofkMedicalkGeneticskPartkB:kNeuropsychiatrickGeneticsWK2015WKchjtWKcegXfe 3.5 4

38 PaternalKtransmissionKofKsubcorticalKbandKheterotopiaKthroughKvuXKsomaticKmosaicismYKSeizure:kthek
JournalkofkthekBritishkEpilepsykAssociationWK2015WKdgWKhdXf 3.2 2

37 —dentificationKofKgeneticKriskKfactorsKforKmaxillaryKlateralKincisorKagenesisYKJournalkofkDentalk
ResearchWK2014WKkeWKfgdXj 8.1 23

36 TheKprevalenceKofKfamilialKhemiplegicKmigraineKwithKcerebellarKataxiaKandKspinocerebellarKataxiaK
typeKhKinKPortugalYKHeadacheWK2014WKgfWKkccXg 4.2 4

35 xamilialKhemiplegicKmigraineKdueKtoKγdheVKSuNcsKmutationlKdiscordanceKforKepilepsyKbetweenKtwoK
kindredsKfromKvouroKValleyYKCephalalgiaWK2014WKefWKcbcgXdb 6.1 13

34 zuntingtonKdiseaseKandKzuntingtonKdiseaseXlikeKinKaKcaseKseriesKfromKtrazilYKClinicalkGeneticsWK2014WK
jhWKeieXi 4 22

33 zereditaryKataxiaKandKspasticKparaplegiaKinKPortugallKaKpopulationXbasedKprevalenceKstudyYKJAMAk
NeurologyWK2013WKibWKifhXgg 17.2 82

32 MonozygoticKtwinKsistersKdiscordantKforKfamilialKhemiplegicKmigraineYKJournalkofkHeadachekandkPainWK
2013WKcfWKii 8.8 2

31 uandidateKglutamatergicKandKdopaminergicKpathwayKgeneKvariantsKdoKnotKinfluenceKzuntingtonRsK
diseaseKmotorKonsetYKNeurogeneticsWK2013WKcfWKcieXk 3 9

30 uerebellarKataxiaWKhemiplegicKmigraineWKandKrelatedKphenotypesKdueKtoKaKusuNscsKmissenseK
mutationlKcdXyearKfollowXupKofKaKlargeKPortugueseKfamilyYKJAMAkNeurologyWK2013WKibWKdegXfb 17.2 22

29 sutosomalKdominantKspasticKparaplegiaslKaKreviewKofKjkKfamiliesKresultingKfromKaKportugueseK
surveyYKJAMAkNeurologyWK2013WKibWKfjcXi 17.2 41
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28 —nteractionKbetweenK˛‡XaminobutyricKacidKsKreceptorKgeneslKnewKevidenceKinKmigraineKsusceptibilityYK
PLoSkONEWK2013WKjWKeifbji 3.7 14

27 —ntergenerationalKinstabilityKinKzuntingtonKdiseaselKextremeKrepeatKchangesKamongKcefK
transmissionsYKMovementkDisordersWK2012WKdiWKgjeXg 7 10

26 sluKelementsKmediateKlargeKSPyccKgeneKrearrangementslKfurtherKspatacsinKmutationsYKGeneticskink
MedicineWK2012WKcfWKcfeXgc 8.1 19

25 PrevalenceKofKzuntingtonRsKdiseaseKgeneKusyKrepeatKallelesKinKsporadicKamyotrophicKlateralK
sclerosisKpatientsYKAmyotrophickLateralkSclerosiskandkOtherkMotorkNeuronkDisordersWK2012WKceWKdhgXk 13

24 PopulationKstratificationKmayKbiasKanalysisKofKPyuXc˛–KasKaKmodifierKofKageKatKzuntingtonKdiseaseK
motorKonsetYKHumankGeneticsWK2012WKcecWKcjeeXfb 6.3 25

23 sssessingKriskKfactorsKforKmigrainelKdifferencesKinKgenderKtransmissionYKPLoSkONEWK2012WKiWKegbhdh 3.7 14

22 voesKvNsKmethylationKinKtheKpromoterKregionKofKtheKsTXNeKgeneKmodifyKageKatKonsetKinKMαvK
SSuseTKpatientsqYKClinicalkGeneticsWK2011WKikWKcbbXd 4 9

21 sKroleKforKendothelinKreceptorKtypeKsKinKmigraineKwithoutKauraKsusceptibilityqKsKstudyKinKPortugueseK
patientsYKEuropeankJournalkofkNeurologyWK2011WKcjWKhfkXgg 6 12

20 xXTsSKisKrareKamongKPortugueseKpatientsKwithKmovementKdisorderslKxMRcKpremutationsKmayKbeK
associatedKwithKaKwiderKspectrumKofKphenotypesYKBehavioralkandkBrainkFunctionsWK2011WKiWKck 4.1 6

19 wMQNKtestKPracticeKyuidelinesKforKmolecularKgeneticKtestingKofKSussYKEuropeankJournalkofkHumank
GeneticsWK2010WKcjWKccieXh 5.3 29

18 γargeKnormalKandKreducedKpenetranceKallelesKinKzuntingtonKdiseaselKinstabilityKinKfamiliesKandK
frequencyKatKtheKlaboratoryWKatKtheKclinicKandKinKtheKpopulationYKClinicalkGeneticsWK2010WKijWKejcXi 4 48

17 staxiaKandKProgressiveKwncephalopathyKinKaKfXYearXOldKyirlYKLaboratorykMedicineWK2010WKfcWKgXk 1.6 1

16 SensoryKneuronopathyKinKataxiaKwithKoculomotorKapraxiaKtypeKdYKJournalkofkthekNeurologicalk
SciencesWK2010WKdkjWKccjXdb 3.2 6

15 tvNxKandKuyRPKinteractionlKimplicationsKinKmigraineKsusceptibilityYKCephalalgiaWK2010WKebWKceigXjd 6.1 38

14 wvidenceKofKsyntaxinKcsKinvolvementKinKmigraineKsusceptibilitylKaKPortugueseKstudyYKArchiveskofk
NeurologyWK2010WKhiWKfddXi 10

13 uommonKoriginKofKpureKandKinterruptedKrepeatKexpansionsKinKspinocerebellarKataxiaKtypeKdKSSusdTYK
AmericankJournalkofkMedicalkGeneticskPartkB:kNeuropsychiatrickGeneticsWK2010WKcgetWKgdfXgec 3.5 22

12 sncestralKoriginKofKtheKsTTuTKrepeatKexpansionKinKspinocerebellarKataxiaKtypeKcbKSSuscbTYKPLoSk
ONEWK2009WKfWKefgge 3.7 32

11 TheKspatialKlearningKphenotypeKofKheterozygousKleanerKmiceKisKrobustKtoKsystematicKvariationKofKtheK
housingKenvironmentYKComparativekMedicineWK2009WKgkWKcdkXej 1.6 6

(2009-2013)
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10 MotorKandKcognitiveKdeficitsKinKtheKheterozygousKleanerKmouseWKaKuavdYcKvoltageXgatedKuadVK
channelKmutantYKNeurobiologykofkAgingWK2008WKdkWKcieeXfe 5.6 24

9 ReducedKpenetranceKofKintermediateKsizeKallelesKinKspinocerebellarKataxiaKtypeKcbYKNeurologyWK2006WK
hhWKchbdXf 6.5 26

8 SpinocerebellarKataxiasKinKccfKtrazilianKfamilieslKclinicalKandKmolecularKfindingsYKClinicalkGeneticsWK
2006WKibWKcieXh 4 23

7 sKnovelKzcbcQKmutationKcausesKPβugammaKlossKinKspinocerebellarKataxiaKtypeKcfYKJournalkofk
HumankGeneticsWK2005WKgbWKgdeXgdk 4.3 30

6
sKnovelKRcefiQKmutationKinKtheKpredictedKvoltageKsensorKsegmentKofKtheKPaQXtypeK
calciumXchannelKalphaXsubunitKinKaKfamilyKwithKprogressiveKcerebellarKataxiaKandKhemiplegicK
migraineYKClinicalkGeneticsWK2004WKhgWKibXd

4 23

5 PhenotypesKofKspinocerebellarKataxiaKtypeKhKandKfamilialKhemiplegicKmigraineKcausedKbyKaKuniqueK
usuNscsKmissenseKmutationKinKpatientsKfromKaKlargeKfamilyYKArchiveskofkNeurologyWK2003WKhbWKhcbXf 68

4 TrinucleotideKrepeatsKinKdbdKfamiliesKwithKataxialKaKsmallKexpandedKSusyTnKalleleKatKtheKSusciK
locusYKArchiveskofkNeurologyWK2002WKgkWKhdeXk 144

3 sKsurveyKofKspinocerebellarKataxiaKinKSouthKtrazilKXKhhKnewKcasesKwithKMachadoXαosephKdiseaseWK
SusiWKSusjWKorKunidentifiedKdiseaseXcausingKmutationsYKJournalkofkNeurologyWK2001WKdfjWKjibXh 5.5 79

2 zighKgerminalKinstabilityKofKtheKSuTyTnKatKtheKSusjKlocusKofKbothKexpandedKandKnormalKallelesYK
AmericankJournalkofkHumankGeneticsWK2000WKhhWKjebXfb 11 75

1 PRβRsPcKpseudogeneKcKomplicatingKtheKdiagnosisKofKyoungXonsetKdystoniaKdueKtoKPRβRsKgeneK
diseaseXcausingKvariantsKSKvYTXKPRβRsKTYKMovementkDisorderskClinicalkPracticeW 2.2 0
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