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k Paper IF Citations

113 MutationsJinJaJputativeJglobalJtranscriptionalJregulatorJcauseJXWlinkedJmentalJretardationJwithJ
alphaWthalassemiaJRoTRWXJsyndromeSXJCellVJ1995VJfZVJfaeWbc 56.2 511

112 MutationsJinJuRwN]oJandJuRwN]pJencodingJregulatoryJsubunitsJofJNMroJreceptorsJcauseJvariableJ
neurodevelopmentalJphenotypesXJNaturekGeneticsVJ2010VJb]VJ[Z][Wd 36.3 347

111 ueneticJandJphenotypicJheterogeneityJsuggestJtherapeuticJimplicationsJinJSqN]oWrelatedJ
disordersXJBrainVJ2017VJ[bZVJ[a[dW[aad 11.2 285

110 Mecp]JdeficiencyJdisruptsJnorepinephrineJandJrespiratoryJsystemsJinJmiceXJJournalkofkNeuroscienceVJ
2005VJ]cVJ[[c][WaZ 6.6 222

109 MsqP]JmutationsJinJmalesXJJournalkofkMedicalkGeneticsVJ2007VJbbVJb[eW]a 5.8 120

108 TreatmentJwithJdesipramineJimprovesJbreathingJandJsurvivalJinJaJmouseJmodelJforJRettJsyndromeXJ
EuropeankJournalkofkNeuroscienceVJ2007VJ]cVJ[g[cW]] 3.5 110

107 uPRcdWrelatedJbilateralJfrontoparietalJpolymicrogyriahJfurtherJevidenceJforJanJoverlapJwithJtheJ
cobblestoneJcomplexXJBrainVJ2010VJ[aaVJa[gbW]Zg 11.2 108

106 NovelJcompoundJheterozygousJmutationsJinJTpq[r]bJcauseJfamilialJmalignantJmigratingJpartialJ
seizuresJofJinfancyXJHumankMutationVJ2013VJabVJfdgWe] 4.7 99

105 oJlocusJforJbilateralJperisylvianJpolymicrogyriaJmapsJtoJXq]fXJAmericankJournalkofkHumankGeneticsVJ
2002VJeZVJ[ZZaWf 11 97

104 spilepticJandJnonepilepticJfeaturesJinJpatientsJwithJearlyJonsetJepilepticJencephalopathyJandJ
STXpP[JmutationsXJEpilepsiaVJ2011VJc]VJ[f]fWab 6.4 90

103 XNPJmutationJinJaJlargeJfamilyJwithJxubergWMarsidiJsyndromeXJNaturekGeneticsVJ1996VJ[]VJacgWdZ 36.3 90

102 MutationsJinJSzq[aocJcauseJautosomalWrecessiveJepilepticJencephalopathyJwithJseizureJonsetJinJ
theJfirstJdaysJofJlifeXJAmericankJournalkofkHumankGeneticsVJ2014VJgcVJ[[aW]Z 11 80

101 qraniofacialJexpressionJofJhumanJandJmurineJTpX]]JcorrelatesJwithJtheJcleftJpalateJandJ
ankyloglossiaJphenotypeJobservedJinJqPXJpatientsXJHumankMolecularkGeneticsVJ2002VJ[[VJ]egaWfZb 5.6 76

100 oJclusterJofJtranslocationJbreakpointsJinJ]qaeJisJassociatedJwithJoverexpressionJofJNPPqJinJ
patientsJwithJaJsimilarJovergrowthJphenotypeXJHumankMutationVJ2007VJ]fVJ[[faWf 4.7 72

99 SimilarJearlyJcharacteristicsJbutJvariableJneurologicalJoutcomeJofJpatientsJwithJaJdeJnovoJmutationJ
ofJyqNQ]XJOrphanetkJournalkofkRarekDiseasesVJ2013VJfVJfZ 4.2 64

98 prainJmagneticJresonanceJstudyJofJMecp]JdeletionJeffectsJonJanatomyJandJmetabolismXJ
BiochemicalkandkBiophysicalkResearchkCommunicationsVJ2006VJabZVJeedWfa 3.4 62

97 reterminationJofJtheJgenomicJstructureJofJtheJXNPYoTRXJgeneJencodingJaJpotentialJzincJfingerJ
helicaseXJGenomicsVJ1997VJbaVJ[bgWcc 4.3 57
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96 ModificationJofJMecp]JdosageJaltersJaxonalJtransportJthroughJtheJvuntingtinYvap[JpathwayXJ
NeurobiologykofkDiseaseVJ2012VJbcVJefdWgc 7.5 54

95 risruptionJofJtheJoTPfo]JgeneJinJaJpatientJwithJaJtR[Zi[aSJdeJnovoJbalancedJtranslocationJandJaJ
severeJneurologicalJphenotypeXJEuropeankJournalkofkHumankGeneticsVJ2010VJ[fVJ[adZWa 5.3 48

94 TqtbJdeletionsJinJPittWvopkinsJSyndromeXJHumankMutationVJ2008VJ]gVJs]b]Wc[ 4.7 47

93
oJrecurrentJyqNQ]JporeJmutationJcausingJearlyJonsetJepilepticJencephalopathyJhasJaJmoderateJ
effectJonJMJcurrentJbutJaltersJsubcellularJlocalizationJofJyveJchannelsXJNeurobiologykofkDiseaseVJ
2015VJfZVJfZWg]

7.5 45

92 zossJofJfunctionJofJywoo]Z]]JcausesJmildJtoJsevereJintellectualJdisabilityJwithJanJautismJspectrumJ
disorderJandJimpairsJneuriteJoutgrowthXJHumankMolecularkGeneticsVJ2013VJ]]VJaaZdW[b 5.6 45

91 ruplicationsJofJtheJcriticalJRubinsteinWTaybiJdeletionJregionJonJchromosomeJ[dp[aXaJcauseJaJnovelJ
recognisableJsyndromeXJJournalkofkMedicalkGeneticsVJ2010VJbeVJ[ccWd[ 5.8 45

90 TyrosineJhydroxylaseJdeficitJinJtheJchemoafferentJandJtheJsympathoadrenergicJpathwaysJofJtheJ
Mecp]JdeficientJmouseXJNeurosciencekLettersVJ2008VJbbeVJf]Wd 3.3 42

89
MutationsJinJpqoPa[JcauseJaJsevereJXWlinkedJphenotypeJwithJdeafnessVJdystoniaVJandJcentralJ
hypomyelinationJandJdisorganizeJtheJuolgiJapparatusXJAmericankJournalkofkHumankGeneticsVJ2013VJ
gaVJcegWfd

11 41

88 uopoJandJglutamateJpathwaysJareJspatiallyJandJdevelopmentallyJaffectedJinJtheJbrainJofJ
Mecp]WdeficientJmiceXJPLoSkONEVJ2014VJgVJeg][dg 3.7 41

87 qarpenterWWaziriJsyndromeJresultsJfromJaJmutationJinJXNPXJAmericankJournalkofkMedicalkGeneticsk
PartkAVJ1999VJfcVJ]bgWc[ 40

86 MorphologicalJandJfunctionalJalterationsJinJtheJsubstantiaJnigraJparsJcompactaJofJtheJMecp]WnullJ
mouseXJNeurobiologykofkDiseaseVJ2011VJb[VJafcWge 7.5 39

85 qlinicalJandJmolecularJfindingsJinJagJpatientsJwithJypuJsyndromeJcausedJbyJdeletionJorJmutationJofJ
oNyRr[[XJAmericankJournalkofkMedicalkGeneticsxkPartkAVJ2016VJ[eZVJ]fbeW]fcg 2.5 39

84 MetabolicJfingerprintsJofJalteredJbrainJgrowthVJosmoregulationJandJneurotransmissionJinJaJRettJ
syndromeJmodelXJPLoSkONEVJ2007VJ]VJe[ce 3.7 38

83 zinkageJofJXWlinkedJmyopathyJwithJexcessiveJautophagyJRXMsoSJtoJXq]fXJEuropeankJournalkofk
HumankGeneticsVJ2000VJfVJ[]cWg 5.3 38

82 oP[S]JisJmutatedJinJXWlinkedJrandyWWalkerJmalformationJwithJintellectualJdisabilityVJbasalJgangliaJ
diseaseJandJseizuresJRPettigrewJsyndromeSXJEuropeankJournalkofkHumankGeneticsVJ2014VJ]]VJadaWf 5.3 36

81 TheJincidenceJofJRettJsyndromeJinJtranceXJPediatrickNeurologyVJ2006VJabVJae]Wc 2.9 35

80 wdentificationJofJaJmutationJinJtheJXNPYoTRWXJgeneJinJaJfamilyJreportedJasJSmithWtinemanWMyersJ
syndromeJ2000VJg[VJfaWfc 34

79 reletionJofJYWvosJinJaJpatientJwithJperiventricularJheterotopiasJandJpronouncedJcorpusJcallosumJ
hypoplasiaXJJournalkofkMedicalkGeneticsVJ2010VJbeVJ[a]Wd 5.8 32

(2010-2012)
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78 TruncationJofJNvsx[JinJaJpatientJwithJpolymicrogyriaXJHumankMutationVJ2007VJ]fVJacdWdb 4.7 32

77 wQSsq]WrelatedJencephalopathyJinJmalesJandJfemaleshJaJcomparativeJstudyJincludingJaeJnovelJ
patientsXJGeneticskinkMedicineVJ2019VJ][VJfaeWfbg 8.1 32

76 veterozygousJVariantsJinJyMT]sJqauseJaJSpectrumJofJNeurodevelopmentalJrisordersJandJ
spilepsyXJAmericankJournalkofkHumankGeneticsVJ2019VJ[ZbVJ[][ZW[]]] 11 31

75 spilepticJpatientsJwithJdeJnovoJSTXpP[JmutationshJyeyJclinicalJfeaturesJbasedJonJ]bJcasesXJEpilepsia
VJ2015VJcdVJ[ga[WbZ 6.4 31

74 spilepsyJinJRettJsyndromeWWlessonsJfromJtheJRettJnetworkedJdatabaseXJEpilepsiaVJ2015VJcdVJcdgWed 6.4 30

73 ProgressiveJnoradrenergicJdeficitsJinJtheJlocusJcoeruleusJofJMecp]JdeficientJmiceXJJournalkofk
NeurosciencekResearchVJ2010VJffVJ[cZZWg 4.4 30

72 oJq]ZccTJtransitionJinJexonJfJofJtheJoTPeoJgeneJisJassociatedJwithJexonJskippingJinJanJoccipitalJ
hornJsyndromeJfamilyXJAmericankJournalkofkHumankGeneticsVJ1997VJd[VJ]aaWf 11 30

71 piogenicJaminesJandJtheirJmetabolitesJareJdifferentiallyJaffectedJinJtheJMecp]WdeficientJmouseJ
brainXJBMCkNeuroscienceVJ2011VJ[]VJbe 3.2 28

70 sarlyWonsetJepilepticJencephalopathyJasJtheJinitialJclinicalJpresentationJofJWrRbcJdeletionJinJaJ
maleJpatientXJEuropeankJournalkofkHumankGeneticsVJ2016VJ]bVJd[cWf 5.3 27

69 svidenceJthatJhomozygousJPTPRrJgeneJmicrodeletionJcausesJtrigonocephalyVJhearingJlossVJandJ
intellectualJdisabilityXJMolecularkCytogeneticsVJ2015VJfVJag 2 27

68 VariableJclinicalJexpressionJinJpatientsJwithJmosaicismJforJyqNQ]JmutationsXJAmericankJournalkofk
MedicalkGeneticsxkPartkAVJ2015VJ[deoVJ]a[bWf 2.5 27

67 piogenicJaminesJinJRettJsyndromehJtheJusualJsuspectsXJBehaviorkGeneticsVJ2010VJbZVJcgWec 3.2 27

66 PolymorphismsJinJtheJqWterminalJdomainJofJMsqP]JinJmentallyJhandicappedJboyshJimplicationsJforJ
geneticJcounsellingXJEuropeankJournalkofkHumankGeneticsVJ2002VJ[ZVJfdWg 5.3 27

65 SevereJpresentationJofJWrRd]JmutationhJisJthereJaJroleJforJmodifyingJgeneticJfactorsmXJAmericank
JournalkofkMedicalkGeneticsxkPartkAVJ2014VJ[dboVJ][d[We[ 2.5 26

64
sxomeJsequencingJinJcongenitalJataxiaJidentifiesJtwoJnewJcandidateJgenesJandJhighlightsJaJ
pathophysiologicalJlinkJbetweenJsomeJcongenitalJataxiasJandJearlyJinfantileJepilepticJ
encephalopathiesXJGeneticskinkMedicineVJ2019VJ][VJccaWcda

8.1 25

63 olphaWthalassemiaYmentalJretardationJsyndromeVJXWzinkedJRoTRWXVJMwMJMaZ[ZbZVJoTRWXYXNPYXv]J
geneJMwMJMaZZZa]SXJEuropeankJournalkofkHumankGeneticsVJ2002VJ[ZVJ]]aWc 5.3 25

62 oJcodonWoptimizedJMecp]JtransgeneJcorrectsJbreathingJdeficitsJandJimprovesJsurvivalJinJaJmouseJ
modelJofJRettJsyndromeXJNeurobiologykofkDiseaseVJ2017VJggVJ[W[[ 7.5 22

61 MappingJofJXJchromosomeJinversionJbreakpointsJ[invRXSRq[[q]fS]JassociatedJwithJtuJsyndromehJaJ
secondJtuJlocusJ[tuS]]mXJAmericankJournalkofkMedicalkGeneticskPartkAVJ2000VJgcVJ[efWf[ 22
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60 TheJphenotypicJspectrumJofJWWOXWrelatedJdisordershJ]ZJadditionalJcasesJofJWORssJsyndromeJandJ
reviewJofJtheJliteratureXJGeneticskinkMedicineVJ2019VJ][VJ[aZfW[a[f 8.1 22

59 qlinicalJstudyJofJ[gJpatientsJwithJSqNfoWrelatedJepilepsyhJTwoJmodesJofJonsetJregardingJssuJandJ
seizuresXJEpilepsiaVJ2019VJdZVJfbcWfcd 6.4 20

58 ProgressiveJmotorJandJrespiratoryJmetabolismJdeficitsJinJpostWweaningJMecp]WnullJmaleJmiceXJ
BehaviouralkBrainkResearchVJ2011VJ][dVJa[aW]Z 3.4 20

57 MapJlocationVJgenomicJorganizationJandJexpressionJpatternsJofJtheJhumanJRsr[JRNoJeditaseXJ
SomatickCellkandkMolecularkGeneticsVJ1997VJ]aVJ[acWbc 19

56 oJyveX]JmutationJassociatedJwithJearlyJonsetJepilepticJencephalopathyJwithJsuppressionWburstJ
enhancesJyveYMJchannelJactivityXJEpilepsiaVJ2016VJceVJefeWga 6.4 19

55 ueneticJvariantsJinJcomponentsJofJtheJNozqNWUNqfZWUNqegJionJchannelJcomplexJcauseJaJbroadJ
clinicalJphenotypeJRNozqNJchannelopathiesSXJHumankGeneticsVJ2018VJ[aeVJecaWedf 6.3 19

54 obnormalJfunctionJofJtheJUpocJproteinJinJaJcaseJofJearlyJdevelopmentalJandJepilepticJ
encephalopathyJwithJsuppressionWburstXJHumankMutationVJ2018VJagVJgabWgaf 4.7 18

53 MolecularJcharacterizationJofJaJnewJhumanJTWboxJgeneJRTpX]]SJlocatedJinJxq][X[JencodingJaJ
proteinJcontainingJaJtruncatedJTWdomainXJGeneVJ2000VJ]ccVJ]fgWgd 3.8 18

52
wntragenicJrearrangementsJinJXWlinkedJintellectualJdeficiencyhJresultsJofJaWquvJinJaJseriesJofJcbJ
patientsJandJidentificationJofJTRPqcJandJyzvz[cJasJpotentialJXzwrJgenesXJAmericankJournalkofk
MedicalkGeneticsxkPartkAVJ2014VJ[dboVJ[gg[We

2.5 16

51 SpectrumJofJMsqP]JmutationsJinJRettJsyndromeXJGenetickTestingkandkMolecularkBiomarkersVJ2002VJdVJ[Wd 16

50 SpatiotemporalJexpressionJinJmouseJbrainJofJyiaa]Z]]VJaJgeneJdisruptedJinJtwoJpatientsJwithJ
severeJmentalJretardationXJGenekExpressionkPatternsVJ2009VJgVJb]aWg 1.5 15

49 qonstructionJofJaJYoqJcontigJspanningJtheJXq[aXaJsubbandXJGenomicsVJ1995VJ]dVJ[[cW]] 4.3 15

48 TheJroleJofJqNVsJinJtheJetiologyJofJrareJautosomalJrecessiveJdisordershJtheJexampleJofJ
TRoPPqgWassociatedJintellectualJdisabilityXJEuropeankJournalkofkHumankGeneticsVJ2018VJ]dVJ[baW[bf 5.3 15

47 onalysisJofJtheJPhenotypesJinJtheJRettJNetworkedJratabaseXJInternationalkJournalkofkGenomicsVJ
2019VJ]Z[gVJdgcdgab 2.5 14

46 sffectJofJdesipramineJonJpatientsJwithJbreathingJdisordersJinJRsTTJsyndromeXJAnnalskofkClinicalkandk
TranslationalkNeurologyVJ2018VJcVJ[[fW[]e 5.3 14

45
sarlyWonsetJencephalopathyJwithJparoxysmalJmovementJdisordersJandJepilepticJseizuresJwithoutJ
hemiplegicJattackshJoboutJthreeJchildrenJwithJnovelJoTP[oaJmutationsXJBrainkandkDevelopmentVJ
2018VJbZVJedfWeeb

2.2 14

44 vomozygousJTpq[r]bJmutationJinJtwoJsiblingsJwithJfamilialJinfantileJmyoclonicJepilepsyJRtwMsSJ
andJmoderateJintellectualJdisabilityXJEpilepsykResearchVJ2015VJ[[[VJe]We 3 14

43 RettJnetworkedJdatabasehJanJintegratedJclinicalJandJgeneticJnetworkJofJRettJsyndromeJdatabasesXJ
HumankMutationVJ2012VJaaVJ[Za[Wd 4.7 14

(2012-2019)
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42 vuntingtinJphosphorylationJgovernsJprNtJhomeostasisJandJimprovesJtheJphenotypeJofJMecp]J
knockoutJmiceXJEMBOkMolecularkMedicineVJ2020VJ[]VJe[Zffg 12 14

41 oJknockWinJmouseJmodelJforJyqNQ]WrelatedJepilepticJencephalopathyJdisplaysJspontaneousJ
generalizedJseizuresJandJcognitiveJimpairmentXJEpilepsiaVJ2020VJd[VJfdfWfef 6.4 13

40 oJNovelJvomozygousJTpq[r]bJMutationJqausingJMultifocalJMyoclonusJWithJqerebellarJ
wnvolvementXJMovementkDisordersVJ2015VJaZVJ[ba[W] 7 13

39 RettJsyndromeJfromJbenchJtoJbedsidehJrecentJadvancesXJF1000ResearchVJ2018VJeVJagf 3.6 13

38 XWlinkedJmentalJretardationJwithJneonatalJhypotoniaJinJaJtrenchJfamilyJRMRX[cShJgeneJassignmentJ
toJXp[[X]]WXp][X[XJAmericankJournalkofkMedicalkGeneticskPartkAVJ1996VJdbVJgeW[Zd 12

37 slaboratingJtheJphenotypicJspectrumJassociatedJwithJmutationsJinJoRtust]hJcaseJstudyJandJ
literatureJreviewXJEuropeankJournalkofkPaediatrickNeurologyVJ2013VJ[eVJdddWeZ 3.8 11

36 sxpressionJofJmethylJqpuJbindingJproteinJ]JRMecp]SJduringJtheJpostnatalJdevelopmentJofJtheJ
mouseJbrainstemXJBrainkResearchVJ2008VJ[]adVJ[edWfb 3.7 11

35
StructuresVJsequenceJcharacteristicsVJandJsyntenyJrelationshipsJofJtheJtranscriptionJfactorJsbTt[VJ
theJsplicingJfactorJU]otacJandJtheJcystathionineJbetaJsynthetaseJgenesJfromJtuguJrubripesXJGeneVJ
1999VJ]]dVJ][[W]a

3.8 10

34
veterogeneityJofJtvt[JrelatedJphenotypehJNovelJcaseJwithJearlyJonsetJsevereJattacksJofJapneaVJ
partialJmitochondrialJrespiratoryJchainJcomplexJwwJdeficiencyVJneonatalJonsetJseizuresJwithoutJ
neurodegenerationXJEuropeankJournalkofkPaediatrickNeurologyVJ2017VJ][VJefaWefd

3.8 9

33 SevereJofftargetJeffectsJfollowingJintravenousJdeliveryJofJooVgWMsqP]JinJaJfemaleJmouseJmodelJ
ofJRettJsyndromeXJNeurobiologykofkDiseaseVJ2021VJ[bgVJ[Zc]ac 7.5 9

32 TheJMWcurrentJworksJinJtandemJwithJtheJpersistentJsodiumJcurrentJtoJsetJtheJspeedJofJlocomotionXJ
PLoSkBiologyVJ2020VJ[fVJeaZZZeaf 9.7 7

31
vowJmanyJentitiesJexistJforJtheJspectrumJofJdisordersJassociatedJwithJbrachydactylyVJsyndactylyVJ
shortJstatureVJmicrocephalyVJandJintellectualJdisabilitymXJAmericankJournalkofkMedicalkGeneticsxkPartkA
VJ2011VJ[ccoVJffZWb

2.5 6

30 SYNuoP[WrsshJoJvisualJsensitiveJepilepsyXJClinicalkNeurophysiologyVJ2021VJ[a]VJfb[WfcZ 4.3 6

29 Nhej[JreficiencyJqausesJobnormalJrevelopmentJofJtheJqerebralJqortexXJMolecularkNeurobiologyVJ
2015VJc]VJee[Wf] 6.2 5

28 qoqNo[oWassociatedJepilepsyhJslectroclinicalJfindingsJandJtreatmentJresponseJonJseizuresJinJ[fJ
patientsXJEuropeankJournalkofkPaediatrickNeurologyVJ2021VJaaVJecWfc 3.8 5

27 qontributionJofJcopyJnumberJvariantsJRqNVsSJtoJcongenitalVJunexplainedJintellectualJandJ
developmentalJdisabilitiesJinJzebaneseJpatientsXJMolecularkCytogeneticsVJ2015VJfVJ]d 2 3

26 sxclusionJofJnineJcandidateJgenesJforJtheirJinvolvementJinJXWlinkedJtuJsyndromeJRtuS[SJinJthreeJ
familiesXJAmericankJournalkofkMedicalkGeneticskPartkAVJ2000VJgbVJafdWf 3

25 onalysisJofJostroglialJSecretomicJProfileJinJtheJMecp]WreficientJMaleJMouseJModelJofJRettJ
SyndromeXJInternationalkJournalkofkMolecularkSciencesVJ2021VJ]]VJ 6.3 3
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24 qoverageJonalysisJofJzistsJofJuenesJinvolvedJinJveterogeneousJueneticJriseasesJfollowingJ
penchtopJsxomeJSequencingJusingJtheJwonJProtonXJJournalkofkGeneticsVJ2016VJgcVJ]ZaWf 1.2 3

23 UltrasoundWMediatedJploodWprainJparrierJOpeningJwmprovesJWholeJprainJueneJreliveryJinJMiceXJ
PharmaceuticsVJ2021VJ[aVJ 6.4 3

22 refiningJtheJphenotypeJofJtvt[JdevelopmentalJandJepilepticJencephalopathyXJEpilepsiaVJ2020VJd[VJee[Weef6.4 2

21 sxpansionJofJtheJuenotypicJandJPhenotypicJSpectrumJofJWoSt[WRelatedJNeurodevelopmentalJ
risorderXJBrainkSciencesVJ2021VJ[[VJ 3.4 2

20 MolecularJcharacterizationJofJaJ[padJchromosomalJduplicationJandJinJuteroJinterferenceJdefineJ
sNO[JasJaJcandidateJgeneJforJpolymicrogyriaXJEuropeankJournalkofkHumankGeneticsVJ2020VJ]fVJ[eZaW[e[a 5.3 1

19 ombiguousJgenitaliaVJmicrocephalyVJseizuresVJboneJmalformationsVJandJearlyJdeathhJaJdistinctJ
MqoYMRJsyndromeXJAmericankJournalkofkMedicalkGeneticsxkPartkAVJ2011VJ[ccoVJ[[beWc[ 2.5 1

18 qharacterizationJofJaJdeJnovoJbalancedJtranslocationJinJaJpatientJwithJmoderateJmentalJretardationJ
andJdysmorphicJfeaturesXJEuropeankJournalkofkMedicalkGeneticsVJ2009VJc]VJ][[We 2.6 1

17 wtJtakesJtwoJtoJtangohJMWcurrentJswingsJwithJtheJpersistentJsodiumJcurrentJtoJsetJtheJspeedJofJlocomotion 1

16 TimeWlimitedJalterationsJinJcorticalJactivityJofJaJynockWinJmiceJmodelJofJyqNQ]WrelatedJ
revelopmentalJandJspilepticJsncephalopathy 1

15 sarlyWonsetJepilepticJencephalopathyJrelatedJtoJgermlineJPwuoJmutationshJoJseriesJofJcJcasesXJ
EuropeankJournalkofkPaediatrickNeurologyVJ2020VJ]fVJ][bW]]Z 3.8 1

14 PatientsJwithJWrelatedJintellectualJdisabilityJwithoutJdistinctiveJfeaturesJofJ
ZimmermannWzabandYTempleWparaitserJsyndromeXJJournalkofkMedicalkGeneticsVJ2021VJ 5.8 1

13 RettJsyndromehJthinkJoutsideJtheJRskullSJboxXJFacultykReviewsVJ2021VJ[ZVJcg 1.2 1

12 piallelicJvariantsJinJPqrvuqbJcauseJaJnovelJneurodevelopmentalJsyndromeJwithJprogressiveJ
microcephalyVJseizuresVJandJjointJanomaliesXJGeneticskinkMedicineVJ2021VJ]aVJ][afW][bg 8.1 1

11 TheJsPwusNsJnetworkhJoJtrenchJinitiativeJtoJharmonizeJandJimproveJtheJnationwideJdiagnosisJofJ
monogenicJepilepsiesXXJEuropeankJournalkofkMedicalkGeneticsVJ2022VJdcVJ[Zbbbc 2.6 0

10
oJlargeJconsanguineousJfamilyJwithJaJhomozygousJMetabotropicJulutamateJReceptorJeJRmulueSJ
variantJandJdevelopmentalJepilepticJencephalopathyhJsffectJonJproteinJstructureJandJligandJ
affinityXJOrphanetkJournalkofkRarekDiseasesVJ2021VJ[dVJa[e

4.2 0

9 turtherJdelineationJofJpqoPa[WlinkedJintellectualJdisabilityhJdescriptionJofJ[eJnewJfamiliesJwithJzotJ
andJmissenseJvariantsXJEuropeankJournalkofkHumankGeneticsVJ2021VJ]gVJ[bZcW[b[e 5.3 0

8 oJpolymorphicJmicrosatelliteJXNPWuTJinJtheJXNPYoTRXJgeneQsJpromotorJallowsJfamilialJindirectJ
diagnosisXJHumankMutationVJ1999VJ[bVJbbf 4.7

7 NeurobehavioralJTestingJofJMouseJModelsJofJRettJSyndromeXJNeuromethodsVJ2015VJaggWbaZ 0.4

(2015-2016)
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6 TheJMWcurrentJworksJinJtandemJwithJtheJpersistentJsodiumJcurrentJtoJsetJtheJspeedJofJlocomotionJ
2020VJ[fVJeaZZZeaf

5 TheJMWcurrentJworksJinJtandemJwithJtheJpersistentJsodiumJcurrentJtoJsetJtheJspeedJofJlocomotionJ
2020VJ[fVJeaZZZeaf

4 TheJMWcurrentJworksJinJtandemJwithJtheJpersistentJsodiumJcurrentJtoJsetJtheJspeedJofJlocomotionJ
2020VJ[fVJeaZZZeaf

3 TheJMWcurrentJworksJinJtandemJwithJtheJpersistentJsodiumJcurrentJtoJsetJtheJspeedJofJlocomotionJ
2020VJ[fVJeaZZZeaf

2 TheJMWcurrentJworksJinJtandemJwithJtheJpersistentJsodiumJcurrentJtoJsetJtheJspeedJofJlocomotionJ
2020VJ[fVJeaZZZeaf

1 TheJMWcurrentJworksJinJtandemJwithJtheJpersistentJsodiumJcurrentJtoJsetJtheJspeedJofJlocomotionJ
2020VJ[fVJeaZZZeaf
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