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79 zOX dLisLresponsibleLforLtheLcongenitalLvariantLofLRettLsyndromeaLAmericannJournalnofnHumann
GeneticsXL2008XLlfXLlmZmf 11 312

78 wxKLhLbelongsLtoLtheLsameLmolecularLpathwayLofLMewPeLandLitLisLresponsibleLforLtheLearlyZonsetL
seizureLvariantLofLRettLsyndromeaLHumannMolecularnGeneticsXL2005XLdgXLdmfhZgi 5.6 248

77 wxKLhbSTKmLisLmutatedLinLRettLsyndromeLvariantLwithLinfantileLspasmsaLJournalnofnMedicalnGeneticsXL
2005XLgeXLdcfZk 5.8 180

76 yvidenceLofLdigenicLinheritanceLinLulportLsyndromeaLJournalnofnMedicalnGeneticsXL2015XLheXLdifZkg 5.8 95

75 UnbiasedLnextLgenerationLsequencingLanalysisLconfirmsLtheLexistenceLofLautosomalLdominantL
ulportLsyndromeLinLaLrelevantLfractionLofLcasesaLClinicalnGeneticsXL2014XLliXLeheZk 4 92

74
RealZtimeLquantitativeLPwRLasLaLroutineLmethodLforLscreeningLlargeLrearrangementsLinLRettL
syndromenLReportLofLoneLcaseLofLMywPeLdeletionLandLoneLcaseLofLMywPeLduplicationaLHumann
MutationXL2004XLegXLdkeZk

4.7 92

73 NovelLzOX dLmutationsLassociatedLwithLtheLcongenitalLvariantLofLRettLsyndromeaLJournalnofn
MedicalnGeneticsXL2010XLgkXLgmZhf 5.8 91

72 iPSLcellsLtoLmodelLwxKLhZrelatedLdisordersaLEuropeannJournalnofnHumannGeneticsXL2011XLdmXLdegiZhh 5.3 71

71 yxpertLconsensusLguidelinesLforLtheLgeneticLdiagnosisLofLulportLsyndromeaLPediatricnNephrologyXL
2019XLfgXLddkhZddlm 3.2 70

70 xiagnosticLcriteriaLforLtheLZappellaLvariantLofLRettLsyndromeLTtheLpreservedLspeechLvariantUaLBrainn
andnDevelopmentXL2009XLfdXLeclZdi 2.2 68

69 RettLsyndromenLtheLcomplexLnatureLofLaLmonogenicLdiseaseaLJournalnofnMolecularnMedicineXL2003XL
ldXLfgiZhg 5.5 67

68 udvancesLinLulportLsyndromeLdiagnosisLusingLnextZgenerationLsequencingaLEuropeannJournalnofn
HumannGeneticsXL2012XLecXLhcZk 5.3 66

67  luxdLisLaLcommonLalteredLplayerLinLneuronalLdifferentiationLfromLbothLMywPeZmutatedLandL
wxKLhZmutatedLiPSLcellsaLEuropeannJournalnofnHumannGeneticsXL2015XLefXLdmhZecd 5.3 56

66 yarlyZonsetLseizureLvariantLofLRettLsyndromenLdefinitionLofLtheLclinicalLdiagnosticLcriteriaaLBrainnandn
DevelopmentXL2010XLfeXLdkZeg 2.2 51

65 PrivateLinheritedLmicrodeletionbmicroduplicationsnLimplicationsLinLclinicalLpracticeaLEuropeann
JournalnofnMedicalnGeneticsXL2008XLhdXLgcmZdi 2.6 51

64 uLfLMbLdeletionLinLdgqdeLcausesLsevereLmentalLretardationXLmildLfacialLdysmorphismsLandLRettZlikeL
featuresaLAmericannJournalnofnMedicalnGeneticsónPartnAXL2008XLdgiuXLdmmgZl 2.5 50

63 RevealingLtheLcomplexityLofLaLmonogenicLdiseasenLrettLsyndromeLexomeLsequencingaLPLoSnONEXL
2013XLlXLehihmm 3.7 45

Francesca Ariani

2



62 MywPeLdeletionsLandLgenotypeZphenotypeLcorrelationLinLRettLsyndromeaLAmericannJournalnofn
MedicalnGeneticsónPartnAXL2007XLdgfuXLekkhZlg 2.5 41

61 whromosomeLeLdeletionLencompassingLtheLMuPeLgeneLinLaLpatientLwithLautismLandLRettZlikeL
featuresaLClinicalnGeneticsXL2003XLigXLgmkZhcd 4 41

60 ImbalanceLofLexcitatorybinhibitoryLsynapticLproteinLexpressionLinLiPSwZderivedLneuronsLfromL
zOX dTWbZULpatientsLandLinLfoxgdTWbZULmiceaLEuropeannJournalnofnHumannGeneticsXL2016XLegXLlkdZlc 5.3 39

59 XqelLduplicationsLincludingLMywPeLinLfiveLfemalesnLyxpandingLtheLphenotypeLto´ severeLmentalL
retardationaLEuropeannJournalnofnMedicalnGeneticsXL2012XLhhXLgcgZdf 2.6 38

58 ypigeneticLandLcopyLnumberLvariationLanalysisLinLretinoblastomaLbyLMSZMLPuaLPathologynandn
OncologynResearchXL2012XLdlXLkcfZde 2.6 37

57
uLthirdLMRXLfamilyLTMRXilULisLtheLresultLofLmutationLinLtheLlongLchainLfattyLacidZwouLligaseLgL
TzuwLgULgenenLproposalLofLaLrapidLenzymaticLassayLforLscreeningLmentallyLretardedLpatientsaLJournaln
ofnMedicalnGeneticsXL2003XLgcXLddZk

5.8 37

56 RedoxLimbalanceLandLmorphologicalLchangesLinLskinLfibroblastsLinLtypicalLRettLsyndromeaLOxidativen
MedicinenandnCellularnLongevityXL2014XLecdgXLdmhmfh 6.7 36

55 dgqdeLMicrodeletionLsyndromeLandLcongenitalLvariantLofLRettLsyndromeaLEuropeannJournalnofn
MedicalnGeneticsXL2009XLheXLdglZhe 2.6 36

54  enomicLdifferencesLbetweenLretinomaLandLretinoblastomaaLActanOncolˆ‡gicaXL2008XLgkXLdglfZme 3.2 34

53 NextLgenerationLsequencingLinLsporadicLretinoblastomaLpatientsLrevealsLsomaticLmosaicismaL
EuropeannJournalnofnHumannGeneticsXL2015XLefXLdhefZfc 5.3 33

52 ulportLsyndromenLimpactLofLdigenicLinheritanceLinLpatientsLmanagementaLClinicalnGeneticsXL2017XLmeXLfgZgg4 33

51 iPSwZderivedLneuronsLprofilingLrevealsL uvuergicLcircuitLdisruptionLandLacetylatedL˛–ZtubulinLdefectL
whichLimprovesLafterLiαxuwiLtreatmentLinLRettLsyndromeaLExperimentalnCellnResearchXL2018XLfilXLeehZefh4.2 31

50
udvancesLandLunmetLneedsLinLgeneticXLbasicLandLclinicalLscienceLinLulportLsyndromenLreportLfromL
theLecdhLInternationalLWorkshopLonLulportLSyndromeaLNephrologynDialysisnTransplantationXL2017XL
feXLmdiZmeg

4.3 31

49 urrayLcomparativeLgenomicLhybridizationLinLretinomaLandLretinoblastomaLtissuesaLCancernScienceXL
2009XLdccXLgihZkd 6.9 30

48 NonZsyndromicLXZlinkedLmentalLretardationnLfromLaLmolecularLtoLaLclinicalLpointLofLviewaLJournalnofn
CellularnPhysiologyXL2005XLecgXLlZec 7 30

47 αighLfrequencyLofLwOαdLintragenicLdeletionsLandLduplicationsLdetectedLbyLMLPuLinLpatientsLwithL
wohenLsyndromeaLEuropeannJournalnofnHumannGeneticsXL2010XLdlXLddffZgc 5.3 28

46 TheLXLMRLgeneLuwSLgLplaysLaLroleLinLdendriticLspineLarchitectureaLNeuroscienceXL2009XLdhmXLihkZim 3.9 28

45 VisualLimpairmentLinLzOX dZmutatedLindividualsLandLmiceaLNeuroscienceXL2016XLfegXLgmiZhcl 3.9 27
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44 NeurologicalLpresentationLofLyhlersZxanlosLsyndromeLtypeLIVLinLaLfamilyLwithLparentalLmosaicismaL
ClinicalnGeneticsXL2003XLifXLhdcZh 4 26

43  ermlineLmosaicismLinLRettLsyndromeLidentifiedLbyLprenatalLdiagnosisaLClinicalnGeneticsXL2005XLikXLehlZic4 25

42 InvestigationLofLmodifierLgenesLwithinLcopyLnumberLvariationsLinLRettLsyndromeaLJournalnofnHumann
GeneticsXL2011XLhiXLhclZdh 4.3 23

41 ItalianLRettLdatabaseLandLbiobankaLHumannMutationXL2007XLelXLfemZfh 4.7 23

40 VariantLofLRettLsyndromeLandLwxKLhLgenenLclinicalLandLautonomicLdescriptionLofLdcLcasesaL
NeuropediatricsXL2012XLgfXLfkZgf 1.6 22

39 OligogenicLgermlineLmutationsLidentifiedLinLearlyLnonZsmokersLlungLadenocarcinomaLpatientsaLLungn
CancerXL2014XLlhXLdilZkg 5.9 21

38 xelineationLofLtheLphenotypeLassociatedLwithLkqfiadqfiaeLdeletionnLlongLQTLsyndromeXLrenalL
hypoplasiaLandLmentalLretardationaLAmericannJournalnofnMedicalnGeneticsónPartnAXL2008XLdgiuXLddmhZm 2.5 19

37 MywPeLmissenseLmutationsLoutsideLtheLcanonicalLMvxLandLTRxLdomainsLinLmalesLwithLintellectualL
disabilityaLJournalnofnHumannGeneticsXL2016XLidXLmhZdcd 4.3 18

36 yxpandingLtheLphenotypeLassociatedLwithLzOX dLmutationsLandLinLvivoLzox dLchromatinZbindingL
dynamicsaLClinicalnGeneticsXL2012XLleXLfmhZgcf 4 18

35 wlinicalLandLmolecularLcharacterizationLofLItalianLpatientsLaffectedLbyLwohenLsyndromeaLJournalnofn
HumannGeneticsXL2007XLheXLdcddZdcdk 4.3 18

34 UsefulnessLandLLimitationsLofLwomprehensiveLwharacterizationLofLmRNuLSplicingLProfilesLinLtheL
xefinitionLofLtheLwlinicalLRelevanceLofLVariantsLofLUncertainLSignificanceaLCancersXL2019XLddXL 6.6 16

33 yxpandingLtheLphenotypeLofLeeqddLdeletionLsyndromenLtheLMURwSLassociationaLClinicaln
DysmorphologyXL2008XLdkXLdfZdk 0.9 16

32 VavdLhaploinsufficiencyLinLaLcommonLvariableLimmunodeficiencyLpatientLwithLdefectiveLTZcellL
functionaLInternationalnJournalnofnImmunopathologynandnPharmacologyXL2012XLehXLlddZk 3 15

31 uLeaiLMbLdeletionLofLiqegafZehadLinLaLpatientLwithLgrowthLfailureXLcardiacLseptalLdefectXLthinL
upperlipLandLasymmetricLdysmorphicLearsaLEuropeannJournalnofnMedicalnGeneticsXL2007XLhcXLfdhZed 2.6 15

30 yvidenceLofLpredisposingLepimutationLinLretinoblastomaaLHumannMutationXL2019XLgcXLecdZeci 4.7 14

29 faeLMbLmicrodeletionLinLchromosomeLkLbandsLqeeaeZqeeafLassociatedLwithLovergrowthLandLdelayedL
boneLageaLEuropeannJournalnofnMedicalnGeneticsXL2010XLhfXLdilZkc 2.6 12

28 OmicLupproachLinLNonZsmokerLzemaleLwithLLungLSquamousLwellLwarcinomaLPinpointsLtoL ermlineL
SusceptibilityLandLPersonalizedLMedicineaLCancernResearchnandnTreatmentXL2018XLhcXLfhiZfih 5.2 12

27 ParentZofZoriginLeffectLofLhypomorphicLpathogenicLvariantsLandLsomaticLmosaicismLimpactLonL
phenotypicLexpressionLofLretinoblastomaaLEuropeannJournalnofnHumannGeneticsXL2018XLeiXLdceiZdcfk 5.3 11
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26 phfLurgkeProLandLMxMeLfcmLSNPsLinLhereditaryLretinoblastomaaLJournalnofnHumannGeneticsXL2011XL
hiXLilhZi 4.3 11

25 yfficacyLandLsafetyLofLmoxifloxacinLinLacuteLexacerbationsLofLchronicLbronchitisLandLwOPxnLaL
systematicLreviewLandLmetaZanalysisaLJournalnofnThoracicnDiseaseXL2014XLiXLeedZm 2.6 11

24 UrineZderivedLpodocytesZlineageLcellsnLuLpromisingLtoolLforLprecisionLmedicineLinLulportLSyndromeaL
HumannMutationXL2018XLfmXLfceZfdg 4.7 11

23 ThreeLRettLpatientsLwithLbothLMywPeLmutationLandLdhqddZdfLrearrangementsaLEuropeannJournalnofn
HumannGeneticsXL2004XLdeXLileZh 5.3 10

22 yxomeLsequencingLanalysisLinLaLpairLofLmonozygoticLtwinsLreZevaluatesLtheLgeneticsLbehindLtheirL
intellectualLdisabilityLandLrevealsLaLwαxeLmutationaLBrainnandnDevelopmentXL2016XLflXLhmcZi 2.2 10

21 MyISeLgeneLisLresponsibleLforLintellectualLdisabilityXLcardiacLdefectsLandLaLdistinctLfacialLphenotypeaL
EuropeannJournalnofnMedicalnGeneticsXL2020XLifXLdcfiek 2.6 10

20 ulteredLexpressionLofLneuropeptidesLinLzox dZnullLheterozygousLmutantLmiceaLEuropeannJournalnofn
HumannGeneticsXL2016XLegXLeheZk 5.3 9

19 zrequencyLofLtheLLRRKeL ecdmSLmutationLinLItalianLpatientsLaffectedLbyLParkinsonSsLdiseaseaL
JournalnofnHumannGeneticsXL2007XLheXLecdZecg 4.3 9

18 vlepharophimosisXLptosisXLandLepicanthusLinversusLsyndromenLclinicalLandLmolecularLanalysisLofLaL
caseaLJournalnofnAAPOSXL2006XLdcXLekmZlc 1.3 9

17 yxomeLsequencingLoverridesLformalLgeneticsnLuSPMLmutationsLinLaLcaseLstudyLofLapparentLXZlinkedL
microcephalicLintellectualLdeficitaLClinicalnGeneticsXL2013XLlfXLellZmc 4 8

16 OptineurinLgeneLisLnotLinvolvedLinLtheLcommonLhighZtensionLformLofLprimaryLopenZangleLglaucomaaL
GraefevsnArchivenfornClinicalnandnExperimentalnOphthalmologyXL2006XLeggXLdckkZle 3.8 8

15 RSKeLenzymaticLassayLasLaLsecondLlevelLdiagnosticLtoolLinLwoffinZLowryLsyndromeaLClinicanChimican
ActaXL2007XLflgXLfhZgc 6.2 5

14 yxomeLSequencingLinLeccLIntellectualLxisabilitybuutisticLPatientsnLNewLwandidatesLandLutypicalL
PresentationsaLBrainnSciencesXL2021XLddXL 3.4 5

13 PotentiallyLTreatableLxisorderLxiagnosedLPostLMortemLbyLyxomeLunalysisLinLaLvoyLwithLRespiratoryL
xistressaLInternationalnJournalnofnMolecularnSciencesXL2016XLdkXLfci 6.3 5

12 yxploitingLtheLpotentialLofLnextZgenerationLsequencingLinLgenomicLmedicineaLExpertnReviewnofn
MolecularnDiagnosticsXL2016XLdiXLdcfkZgk 3.8 4

11 IQSyweLdisordernLuLnewLdiseaseLentityLorLaLRettLspectrumLcontinuumsaLClinicalnGeneticsXL2021XLmmXLgieZgkg4 3

10 NewLwandidatesLforLuutismbIntellectualLxisabilityLIdentifiedLbyLWholeZyxomeLSequencingaaL
InternationalnJournalnofnMolecularnSciencesXL2021XLeeXL 6.3 3

9 TheLItalianLXLMRLbanknLaLclinicalLandLmolecularLdatabaseaLHumannMutationXL2007XLelXLdfZl 4.7 2
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8 yxomeLsequencingLinLvRwudZeLcandidateLfamiliasnLtheLcontributionLofLotherLcancerLsusceptibilityL
genesaLFrontiersninnOncologyXL2021XLddXLigmgfh 5.3 2

7 VariantLofLRettLSyndromeLandLwxKLhL enenLwlinicalLandLuutonomicLxescriptionLofLdcLwasesaL
NeuropediatricsXL2013XLggXLefkZefl 1.6 1

6 VariationLinLnovelLexonsLTRuwyfragsULofLtheLMywPeLgeneLinLRettLsyndromeLpatientsLandLcontrolsaL
HumannMutationXL2009XLfcXLyliiZkm 4.7 1

5  ermlineLVariantLPredisposingLtoLaLRareLOvarianL ermLwellLTumornLuLwaseLReportaLFrontiersninn
OncologyXL2020XLdcXLdgik 5.3 1

4 SpondyloocularLSyndromenLuLNovelLVariantLwithLxescriptionLofLtheLNeonatalLPhenotypeaaLFrontiersn
innGeneticsXL2021XLdeXLkideig 4.5 1

3 IdentificationLofLaLNovelLPathogenicLVariantLinLaLPatientLwithLaLNeurodevelopmentalLxisorderaaL
GenesXL2022XLdfXL 4.2 1

2 IdentificationLofLaLNovelLPathogenicLVariantLinLtheLNu LUL eneLinLaLwhildLwithL
NeurodevelopmentalLxelayaLJournalnofnAutismnandnDevelopmentalnDisordersXL2021XLd 4.6

1 RetinomaLandLRetinoblastomanL enomicLαybridisationL2012XLmfZdce
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