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l Paper IF Citations

86 MultiplexJligationXdependentJprobeJamplificationJSMLPtTJdetectsJlargeJdeletionsJinJtheJMxvPcJ
geneJofJSwedishJRettJsyndromeJpatientsZJGeneticfTestingfandfMolecularfBiomarkersWJ2003WJhWJdckXdc 63

85 HandJpreferenceWJextentJofJlateralityWJandJfunctionalJhandJuseJinJRettJsyndromeZJJournalfoffChildf
NeurologyWJ2003WJbiWJeibXh 2.5 13

84 ₄nterRettJandJRettutSxlJ₄nternationalJRettJSyndromeJtssociationJdatabasesJforJRettJsyndromeZJ
JournalfoffChildfNeurologyWJ2003WJbiWJhakXbd 2.5 30

83 MxvPcJandJbeyondlJphenotypeXgenotypeJcorrelationsJinJRettJsyndromeZJJournalfoffChildfNeurologyWJ
2003WJbiWJggkXhe 2.5 27

82 MevPcJexpressionJinJhumanJcerebralJcortexJandJlymphoidJcellslJimmunochemicalJcharacterizationJ
ofJaJnovelJhigherXmolecularXweightJformZJJournalfoffChildfNeurologyWJ2003WJbiWJghfXic 2.5 10

81 ₄nfluenceJofJMxvPcJgeneJmutationJandJXXchromosomeJinactivationJonJtheJRettJsyndromeJ
phenotypeZJJournalfoffChildfNeurologyWJ2004WJbkWJfadXi 2.5 17

80 RettJsyndromelJaJprototypicalJneurodevelopmentalJdisorderZJNeuroscientistWJ2004WJbaWJbbiXci 7.6 114

79 MutationJanalysisJofJMxvPcJandJdeterminationJofJtheJXXinactivationJpatternJinJHungarianJRettJ
syndromeJpatientsZJ2004WJbdbWJbag 2

78 TheJtranscriptionalJrepressorJMecpcJregulatesJterminalJneuronalJdifferentiationZJMolecularfandf
CellularfNeurosciencesWJ2004WJchWJeeXfi 4.8 66

77 XXchromosomeJinactivationJpatternsJareJunbalancedJandJaffectJtheJphenotypicJoutcomeJinJaJmouseJ
modelJofJrettJsyndromeZJAmericanfJournalfoffHumanfGeneticsWJ2004WJheWJfbbXca 11 109

76 MutationsJofJvwKLfJcauseJaJsevereJneurodevelopmentalJdisorderJwithJinfantileJspasmsJandJmentalJ
retardationZJAmericanfJournalfoffHumanfGeneticsWJ2004WJhfWJbahkXkd 11 352

75 vlinicalJstringencyJgreatlyJimprovesJmutationJdetectionJinJRettJsyndromeZJCanadianfJournalfoff
NeurologicalfSciencesWJ2005WJdcWJdcbXg 1 5

74 wimensionalJphenotypicJanalysisJandJfunctionalJcategorisationJofJmutationsJrevealJnovelJ
genotypeXphenotypeJassociationsJinJRettJsyndromeZJEuropeanfJournalfoffHumanfGeneticsWJ2005WJbdWJbbcbXda5.3 45

73 MethylXvpzJbindingJproteinJcJgeneJSMxvPcTJvariationsJinJJapaneseJpatientsJwithJRettJsyndromelJ
pathologicalJmutationsJandJpolymorphismsZJBrainfandfDevelopmentWJ2005WJchWJcbbXh 2.2 42

72 XJchromosomeJinactivationJpatternsJinJbrainJinJRettJsyndromelJimplicationsJforJtheJdiseaseJ
phenotypeZJBrainfandfDevelopmentWJ2005WJchWJcggXha 2.2 30

71 HistoneJmodificationsJinJRettJsyndromeJlymphocyteslJaJpreliminaryJevaluationZJBrainfandf
DevelopmentWJ2005WJchWJddbXk 2.2 22

70 MevPcJexpressionJandJfunctionJduringJbrainJdevelopmentlJimplicationsJforJRettJsyndromeRsJ
pathogenesisJandJclinicalJevolutionZJBrainfandfDevelopmentWJ2005WJchJSupplJbWJShhXSih 2.2 78
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69 zenotypeJandJearlyJdevelopmentJinJRettJsyndromelJtheJvalueJofJinternationalJdataZJBrainfandf
DevelopmentWJ2005WJchJSupplJbWJSfkXSgi 2.2 30

68 MacrocephalicJmentalJretardationJassociatedJwithJaJnovelJvXterminalJMxvPcJframeshiftJdeletionZJ
EuropeanfJournalfoffPediatricsWJ2005WJbgeWJbfeXh 4.1 6

67 HealthJserviceJuseJinJRettJsyndromeZJJournalfoffChildfNeurologyWJ2005WJcaWJecXfa 2.5 9

66 woesJgenotypeJpredictJphenotypeJinJRettJsyndromerZJJournalfoffChildfNeurologyWJ2005WJcaWJhgiXhi 2.5 29

65 RettJsyndromelJclinicalJreviewJandJgeneticJupdateZJJournalfoffMedicalfGeneticsWJ2005WJecWJbXh 5.8 121

64 RettJsyndromeJinJtustralialJaJreviewJofJtheJepidemiologyZJJournalfoffPediatricsWJ2006WJbeiWJdehXfc 3.6 241

63 PredictorsJofJseizureJonsetJinJRettJsyndromeZJJournalfoffPediatricsWJ2006WJbekWJfecXh 3.6 79

62 TemporalJshiftJinJmethylXvpzJbindingJproteinJcJexpressionJinJaJmouseJmodelJofJRettJsyndromeZJ
NeuroscienceWJ2006WJbdkWJbeekXga 3.9 29

61 ₄ncreasedJskewingJofJXJchromosomeJinactivationJinJRettJsyndromeJpatientsJandJtheirJmothersZJ
EuropeanfJournalfoffHumanfGeneticsWJ2006WJbeWJbbikXke 5.3 39

60
TheJassociationJbetweenJbehaviorJandJgenotypeJinJRettJsyndromeJusingJtheJtustralianJRettJ
SyndromeJwatabaseZJAmericanfJournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsWJ2006WJ
bebuWJbhhXid

3.5 45

59 MecpcJdeficiencyJisJassociatedJwithJlearningJandJcognitiveJdeficitsJandJalteredJgeneJactivityJinJtheJ
hippocampalJregionJofJmiceZJBrainWJ2006WJbckWJiihXki 11.2 172

58 MechanismsJofJdiseaselJneurogeneticsJofJMevPcJdeficiencyZJNaturefClinicalfPracticefNeurologyWJ
2006WJcWJcbcXcb 45

57 PredictorsJofJscoliosisJinJRettJsyndromeZJJournalfoffChildfNeurologyWJ2006WJcbWJiakXbd 2.5 51

56 VeryJmildJcasesJofJRettJsyndromeJwithJskewedJXJinactivationZJJournalfoffMedicalfGeneticsWJ2006WJedWJibeXg5.8 38

55 tutismXlessonsJfromJtheJXJchromosomeZJSocialfCognitivefandfAffectivefNeuroscienceWJ2006WJbWJbidXkd 4 60

54
vorrelationJbetweenJclinicalJseverityJinJpatientsJwithJRettJsyndromeJwithJaJpZRbgiXJorJpZTbfiMJ
MxvPcJmutationWJandJtheJdirectionJandJdegreeJofJskewingJofJXXchromosomeJinactivationZJJournalf
offMedicalfGeneticsWJ2007WJeeWJbeiXfc

5.8 72

53 yeedingJexperiencesJandJgrowthJstatusJinJaJRettJsyndromeJpopulationZJJournalfoffPediatricf
GastroenterologyfandfNutritionWJ2007WJefWJficXka 2.8 35

52 trtsJsyndromeJisJcausedJbyJlossXofXfunctionJmutationsJinJPRPSbZJAmericanfJournalfoffHumanf
GeneticsWJ2007WJibWJfahXbi 11 65
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51 ₄mprintingJstatusJofJpaternallyJimprintedJwLXfJgeneJinJJapaneseJpatientsJwithJRettJsyndromeZJ
BrainfandfDevelopmentWJ2007WJckWJekbXf 2.2 6

50 SleepJproblemsJinJRettJsyndromeZJBrainfandfDevelopmentWJ2007WJckWJgakXbg 2.2 91

49 SeizuresJinJRettJsyndromelJanJoverviewJfromJaJoneXyearJcalendarJstudyZJEuropeanfJournalfoff
PaediatricfNeurologyWJ2007WJbbWJdbaXh 3.8 68

48 wevelopmentJofJaJvideoXbasedJevaluationJtoolJinJRettJsyndromeZJJournalfoffAutismfandf
DevelopmentalfDisordersWJ2007WJdhWJbgdgXeg 4.6 31

47 TheJdiagnosisJofJautismJinJaJfemalelJcouldJitJbeJRettJsyndromerZJEuropeanfJournalfoffPediatricsWJ
2008WJbghWJggbXk 4.1 48

46 weletionJofJMecpcJinJSimbXexpressingJneuronsJrevealsJaJcriticalJroleJforJMevPcJinJfeedingJbehaviorWJ
aggressionWJandJtheJresponseJtoJstressZJNeuronWJ2008WJfkWJkehXfi 13.9 202

45 MultipleJdeJnovoJmutationsJinJtheJMxvPcJgeneZJGeneticfTestingfandfMolecularfBiomarkersWJ2008WJbcWJdhdXf 11

44 XJchromosomeJinactivationJinJRettJSyndromeJandJitsJcorrelationsJwithJMxvPcJmutationsJandJ
phenotypeZJJournalfoffChildfNeurologyWJ2008WJcdWJccXf 2.5 31

43 xxcavatingJrelicsJofJwNtJmethylationJchangesJduringJtheJdevelopmentJofJneoplasiaZJSeminarsfinf
CancerfBiologyWJ2009WJbkWJbkiXcai 12.7 18

42 tJnovelJhypomorphicJMxvPcJpointJmutationJisJassociatedJwithJaJneuropsychiatricJphenotypeZJ
HumanfGeneticsWJ2009WJbceWJgbfXcd 6.3 22

41 NeurochemicalJchangesJinJaJmouseJmodelJofJRettJsyndromelJchangesJoverJtimeJandJinJresponseJtoJ
perinatalJcholineJnutritionalJsupplementationZJJournalfoffNeurochemistryWJ2009WJbaiWJdgbXhb 6 39

40 PsychiatricJfeaturesJinJchildrenJwithJgeneticJsyndromeslJtowardJfunctionalJphenotypesZJChildfandf
AdolescentfPsychiatricfClinicsfoffNorthfAmericaWJ2010WJbkWJcckXgbWJviii 3.3 21

39 MutationalJanalysisJofJtheJMxvPcJgeneJinJTunisianJpatientsJwithJRettJsyndromelJaJnovelJdoubleJ
mutationZJJournalfoffChildfNeurologyWJ2010WJcfWJbaecXg 2.5 8

38 LateXonsetJmentalJdeteriorationJandJfluctuatingJdystoniaJinJaJfemaleJpatientJwithJaJtruncatingJ
MxvPcJmutationZJJournalfoffthefNeurologicalfSciencesWJ2011WJdaiWJbgiXhc 3.2 3

37 PsychiatricJfeaturesJinJchildrenJwithJgeneticJsyndromeslJtowardJfunctionalJphenotypesZJPediatricf
ClinicsfoffNorthfAmericaWJ2011WJfiWJiddXgeWJx 3.6 12

36 yâ��XneuroprostanesJmediateJneurologicalJseverityJinJRettJsyndromeZJClinicafChimicafActaWJ2011WJebcWJbdkkXeag6.2 63

35 tJcaseJofJaJTunisianJRettJpatientJwithJaJnovelJdoubleXmutationJofJtheJMxvPcJgeneZJBiochemicalfandf
BiophysicalfResearchfCommunicationsWJ2011WJeakWJchaXe 3.4 7

34 RettJsyndromeJwithJandJwithoutJdetectedJMxvPcJmutationslJanJattemptJtoJredefineJphenotypesZJ
BrainfandfDevelopmentWJ2011WJddWJgkXhg 2.2 18
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33 LongJnonXcodingJRNtJmodifiesJchromatinlJepigeneticJsilencingJbyJlongJnonXcodingJRNtsZJBioEssaysWJ
2011WJddWJidaXk 4.1 148

32 tnalysisJofJHungarianJpatientsJwithJRettJsyndromeJphenotypeJforJMxvPcWJvwKLfJandJyOXzbJgeneJ
mutationsZJJournalfoffHumanfGeneticsWJ2011WJfgWJbidXh 4.3 13

31 MolecularJdiagnosticJdilemmasJinJRettJsyndromeZJBrainfandfDevelopmentWJ2012WJdeWJhfaXf 2.2 3

30 NovelJdoubleJdeletionsJinJtheJMxvPcJgeneJinJTunisianJRettJpatientZJGeneWJ2012WJfacWJbgdXh 3.8 4

29 RecurrentJmutationsJinJtheJvwKLfJgenelJgenotypeXphenotypeJrelationshipsZJAmericanfJournalfoff
MedicalfGeneticstfPartfAWJ2012WJbfitWJbgbcXk 2.5 35

28 TheJroleJofJoxidativeJstressJinJRettJsyndromelJanJoverviewZJAnnalsfoffthefNewfYorkfAcademyfoff
SciencesWJ2012WJbcfkWJbcbXdf 6.5 72

27 wetectionJofJrarelyJidentifiedJmultipleJmutationsJinJMxvPcJgeneJdoJnotJcontributeJtoJenhancedJ
severityJinJRettJsyndromeZJAmericanfJournalfoffMedicalfGeneticstfPartfAWJ2013WJbgbtWJbgdiXeg 2.5 4

26 RegionalJMevPcJexpressionJlevelsJinJtheJfemaleJMevPcXdeficientJmouseJbrainJcorrelateJwithJ
specificJbehavioralJimpairmentsZJExperimentalfNeurologyWJ2013WJcdkWJekXfk 5.7 23

25 RecentJinsightsJintoJgenotypeXphenotypeJrelationshipsJinJpatientsJwithJRettJsyndromeJusingJaJfineJ
grainJscaleZJResearchfinfDevelopmentalfDisabilitiesWJ2014WJdfWJckhgXig 2.7 29

24 RettJsyndromeJandJMevPcZJNeuroMolecularfMedicineWJ2014WJbgWJcdbXge 4.6 84

23 MethylXvpzXbindingJproteinJcJSMxvPcTJmutationJtypeJisJassociatedJwithJdiseaseJseverityJinJRettJ
syndromeZJJournalfoffMedicalfGeneticsWJ2014WJfbWJbfcXi 5.8 181

22 UnderstandingJtheJvomplexJvircuitryJofJlncRNtsJatJtheJXXinactivationJventerJandJ₄tsJ₄mplicationsJinJ
wiseaseJvonditionsZJCurrentfTopicsfinfMicrobiologyfandfImmunologyWJ2016WJdkeWJbXch 3.3 7

21 zeneticJalterationsJofJwNtJmethylationJmachineryJinJhumanJdiseasesZJEpigenomicsWJ2015WJhWJcehXgf 4.4 156

20 vharacterizationJofJRettJSyndromeXlikeJphenotypesJinJMecpcXknockoutJratsZJJournalfoff
NeurodevelopmentalfDisordersWJ2016WJiWJcd 4.6 38

19 xffectsJofJchronicJexposureJtoJlowJdoseJTH₄PJonJbrainstemJneuronalJexcitabilityJinJmouseJmodelsJ
ofJRettJsyndromelJxvidenceJfromJsymptomaticJfemalesZJNeuropharmacologyWJ2017WJbbgWJciiXckk 5.5 2

18 weJnovoJlossXofXfunctionJvariantsJinJSTtzcJareJassociatedJwithJdevelopmentalJdelayWJmicrocephalyWJ
andJcongenitalJanomaliesZJAmericanfJournalfoffMedicalfGeneticstfPartfAWJ2017WJbhdWJbdbkXbdch 2.5 24

17
vlinicalWJMolecularWJandJvomputationalJtnalysisJinJPatientsJWithJaJNovelJwoubleJMutationJandJaJ
NewJSynonymousJVariantJinJMevPclJReportJofJtheJyirstJMissenseJMutationJWithinJtheJtTXhookbJ
vlusterJinJRettJSyndromeZJJournalfoffChildfNeurologyWJ2017WJdcWJgkeXhad

2.5 5

16 RettutSxlJRettJsyndromeJdatabaseJupdateZJHumanfMutationWJ2017WJdiWJkccXkdb 4.7 65
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15 ZebrafishJSwanioJrerioWJHamiltonXuuchananWJbiccTJasJaJmodelJtoJstudyJboneJdiseasesJassociatedJ
withJRettJsyndromeZJJournalfoffAppliedfIchthyologyWJ2018WJdeWJeikXfaa 0.9

14 XJchromosomeJinactivationJdoesJnotJnecessarilyJdetermineJtheJseverityJofJtheJphenotypeJinJRettJ
syndromeJpatientsZJScientificfReportsWJ2019WJkWJbbkid 4.9 3

13 NovelJMutationJcZbbgc_bbhcdelmJpZProdiiUJinJTwoJPatientsJwithJSymptomsJofJttypicalJRettJ
SyndromeZJMolecularfSyndromologyWJ2019WJbaWJccdXcci 1.5 1

12
yirstJdescriptionJofJanJunusualJnovelJdoubleJmutationJinJMxvPcJcoXoccurringJwithJtheJmZichtpzJ
mutationJinJtheJMTXRNRbJgeneJassociatedJwithJangelmanXlikeJsyndromeZJInternationalfJournalfoff
DevelopmentalfNeuroscienceWJ2019WJhkWJdhXee

2.7 2

11 ProteomicJanalysesJrevealJmisregulationJofJL₄NciJexpressionJandJdelayedJtimingJofJglialJ
differentiationJinJhumanJiPSJcellsJwithJMxvPcJlossXofXfunctionZJPLoSfONEWJ2019WJbeWJeacbcffd 3.7 18

10
MutationsJinJSTtzcJcauseJanJXXlinkedJcohesinopathyJassociatedJwithJundergrowthWJdevelopmentalJ
delayWJandJdysmorphialJxxpandingJtheJphenotypeJinJmalesZJMolecularfGeneticsfmamp;fGenomicf
MedicineWJ2019WJhWJeaafab

2.3 17

9 LeveragingJtheJgeneticJbasisJofJRettJsyndromeJtoJascertainJpathophysiologyZJNeurobiologyfoff
LearningfandfMemoryWJ2019WJbgfWJbagkgb 3.1 2

8 wiurnalJvariationJinJautonomicJregulationJamongJpatientsJwithJgenotypedJRettJsyndromeZJJournalf
offMedicalfGeneticsWJ2020WJfhWJhigXhkd 5.8 7

7 tbnormalitiesJofJmitochondrialJdynamicsJandJbioenergeticsJinJneuronalJcellsJfromJvwKLfJ
deficiencyJdisorderZJNeurobiologyfoffDiseaseWJ2021WJbffWJbafdha 7.5 3

6 TheJ₄mpactJofJXXvhromosomeJ₄nactivationJonJPhenotypicJxxpressionJofJXXLinkedJ
NeurodevelopmentalJwisordersZJBrainfSciencesWJ2021WJbbWJ 3.4 2

5 wNtJmethylationJsignaturesJinJautismJspectrumJdisordersZJNucleusfoIndiapWJb 1.7 0

4 tJcatalogueJofJigdJRettXsyndromeXcausingJMxvPcJmutationsJandJlessonsJlearnedJfromJdataJ
integrationZJScientificfDataWJ2021WJiWJba 8.2 4

3 tpoptoticJtctivityJofJMevPcJ₄sJxnhancedJbyJvXTerminalJTruncatingJMutationsZJPLoSfONEWJ2016WJbbWJeabfkgdc3.7 2

2 RZJ2007WJgiaXhbe

1 wegenerativeJwisordersJPrimarilyJofJzrayJMatterZJ2012WJfbiXfed
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