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h Paper IF Citations

78 vommonXLlowYfrequencyXLrareXLandLultraYrareLcodingLvariantsLcontributeLtoLvOVIwYclLseverityZL
HumanhGeneticsXL2021XLcfcXLcfi 6.3 3

77 TheLpolymorphismLLfcdyLinLinhibitsLautophagyLandLisLaLmarkerLofLsevereLvOVIwYclLinLmalesZZL
AutophagyXL2021XLcYcc 10.2 5

76 ShorterLandrogenLreceptorLpolyQLallelesLprotectLagainstLlifeYthreateningLvOVIwYclLdiseaseLinL
xuropeanLmalesZLEBioMedicineXL2021XLhgXLcbedfh 8.8 25

75 tssociationLofLTollYlikeLreceptorLiLvariantsLwithLlifeYthreateningLvOVIwYclLdiseaseLinLmalesmL
findingsLfromLaLnestedLcaseYcontrolLstudyZLELifeXL2021XLcbXL 8.9 51

74 TheLphenomenonLofLmultidrugLresistanceLinLglioblastomasZLHematologyóhOncologyhandhStemhCellh
TherapyXL2021XL 2.7 1

73 IntermediateLRepeatsLvonferLzeneticLRiskLforLSevereLvOVIwYclLPneumoniaLIndependentlyLofLtgeZL
InternationalhJournalhofhMolecularhSciencesXL2021XLddXL 6.3 7

72 xmployingLaLsystematicLapproachLtoLbiobankingLandLanalyzingLclinicalLandLgeneticLdataLforL
advancingLvOVIwYclLresearchZLEuropeanhJournalhofhHumanhGeneticsXL2021XLdlXLifgYigl 5.3 20

71 JNKLsignalingLprovidesLaLnovelLtherapeuticLtargetLforLRettLsyndromeZZLBMChBiologyXL2021XLclXLdgh 7.3 3

70 RareLvariantsLinLTollYlikeLreceptorLiLresultsLinLfunctionalLimpairmentLandLdownregulationLofL
cytokineYmediatedLsignalingLinLvOVIwYclLpatientsZZLGeneshandhImmunityXL2021XL 4.4 4

69 αighLrateLofLαwRLinLgeneLeditingLofLpZTThrcgkMetULMxvPdLmutationalLhotspotZLEuropeanhJournalhofh
HumanhGeneticsXL2020XLdkXLcdecYcdfd 5.3 2

68 ttVYmediatedLyOXzcLgeneLeditingLinLhumanLRettLprimaryLcellsZLEuropeanhJournalhofhHumanh
GeneticsXL2020XLdkXLcffhYcfgk 5.3 6

67 zeneLreplacementLamelioratesLdeficitsLinLmouseLandLhumanLmodelsLofLcyclinYdependentLkinaseYlikeL
gLdisorderZLBrainXL2020XLcfeXLkccYked 11.2 11

66 tvxdLgeneLvariantsLmayLunderlieLinterindividualLvariabilityLandLsusceptibilityLtoLvOVIwYclLinLtheL
ItalianLpopulationZLEuropeanhJournalhofhHumanhGeneticsXL2020XLdkXLchbdYchcf 5.3 132

65 LowYlevelLTPgeLmutationalLloadLantecedesLclonalLexpansionLinLchronicLlymphocyticLleukaemiaZL
BritishhJournalhofhHaematologyXL2019XLckfXLhgiYhgl 4.5 2

64 iPSvYderivedLneuronsLprofilingLrevealsLztutergicLcircuitLdisruptionLandLacetylatedL˛–YtubulinLdefectL
whichLimprovesLafterLiαwtvhLtreatmentLinLRettLsyndromeZLExperimentalhCellhResearchXL2018XLehkXLddgYdeg4.2 31

63 InheritedLhumanLIRtKYcLdeficiencyLselectivelyLimpairsLTLRLsignalingLinLfibroblastsZLProceedingshofh
thehNationalhAcademyhofhScienceshofhthehUnitedhStateshofhAmericaXL2017XLccfXLxgcfYxgde 11.5 31

62 ImbalanceLofLexcitatoryainhibitoryLsynapticLproteinLexpressionLinLiPSvYderivedLneuronsLfromL
yOXzcTWaYULpatientsLandLinLfoxgcTWaYULmiceZLEuropeanhJournalhofhHumanhGeneticsXL2016XLdfXLkicYkb 5.3 39
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61 tlteredLexpressionLofLneuropeptidesLinLyoxzcYnullLheterozygousLmutantLmiceZLEuropeanhJournalhofh
HumanhGeneticsXL2016XLdfXLdgdYi 5.3 9

60 TheLallianceLbetweenLgeneticLbiobanksLandLpatientLorganisationsmLtheLexperienceLofLtheLtelethonL
networkLofLgeneticLbiobanksZLOrphanethJournalhofhRarehDiseasesXL2016XLccXLcfd 4.2 14

59 VisualLimpairmentLinLyOXzcYmutatedLindividualsLandLmiceZLNeuroscienceXL2016XLedfXLflhYgbk 3.9 27

58 MxvPdLmissenseLmutationsLoutsideLtheLcanonicalLMuwLandLTRwLdomainsLinLmalesLwithLintellectualL
disabilityZLJournalhofhHumanhGeneticsXL2016XLhcXLlgYcbc 4.3 18

57 tLzenomeLWideLvopyLNumberLVariationsLtnalysisLinLtutismLSpectrumLwisorderLTtsdULandL
IntellectualLwisabilityLTIdULinLItalianLyamiliesZLJournalhofhGenetichSyndromeshphGenehTherapyXL2016XLiXL 2

56 NextLgenerationLsequencingLinLsporadicLretinoblastomaLpatientsLrevealsLsomaticLmosaicismZL
EuropeanhJournalhofhHumanhGeneticsXL2015XLdeXLcgdeYeb 5.3 33

55 tlterationLofLserumLlipidLprofileXLSRucLlossXLandLimpairedLNrfdLactivationLinLvwKLgLdisorderZLFreeh
RadicalhBiologyhandhMedicineXL2015XLkhXLcghYhg 7.8 15

54 xpilepsyLinLRettLsyndromeYYlessonsLfromLtheLRettLnetworkedLdatabaseZLEpilepsiaXL2015XLghXLghlYih 6.4 30

53 zluwcLisLaLcommonLalteredLplayerLinLneuronalLdifferentiationLfromLbothLMxvPdYmutatedLandL
vwKLgYmutatedLiPSLcellsZLEuropeanhJournalhofhHumanhGeneticsXL2015XLdeXLclgYdbc 5.3 56

52 RedoxLimbalanceLandLmorphologicalLchangesLinLskinLfibroblastsLinLtypicalLRettLsyndromeZLOxidativeh
MedicinehandhCellularhLongevityXL2014XLdbcfXLclgleg 6.7 36

51 xxomeLsequencingLoverridesLformalLgeneticsmLtSPMLmutationsLinLaLcaseLstudyLofLapparentLXYlinkedL
microcephalicLintellectualLdeficitZLClinicalhGeneticsXL2013XLkeXLdkkYlb 4 8

50 αuntingtonSsLdiseaseLgeneLexpansionLassociatesLwithLearlyLonsetLnonprogressiveLchoreaZL
MovementhDisordersXL2013XLdkXLhkf 7 1

49 RevealingLtheLcomplexityLofLaLmonogenicLdiseasemLrettLsyndromeLexomeLsequencingZLPLoShONEXL
2013XLkXLeghgll 3.7 45

48 xxpandingLtheLphenotypeLassociatedLwithLyOXzcLmutationsLandLinLvivoLyoxzcLchromatinYbindingL
dynamicsZLClinicalhGeneticsXL2012XLkdXLelgYfbe 4 18

47 αybridisationYbasedLresequencingLofLciLXYlinkedLintellectualLdisabilityLgenesLinLcegLpatientsLrevealsL
novelLmutationsLinLtTRXXLSLvhtkLandLPQuPcZLEuropeanhJournalhofhHumanhGeneticsXL2011XLclXLiciYdb 5.3 15

46 tlportLsyndromeLandLleiomyomatosismLtheLfirstLdeletionLextendingLbeyondLvOLfthLintronLdZL
PediatrichNephrologyXL2011XLdhXLiciYdf 3.2 22

45 iPSLcellsLtoLmodelLvwKLgYrelatedLdisordersZLEuropeanhJournalhofhHumanhGeneticsXL2011XLclXLcdfhYgg 5.3 71

44 IntellectualLdisabilityXLmidfaceLhypoplasiaXLfacialLhypotoniaXLandLtlportLsyndromeLareLassociatedL
withLaLdeletionLinLXqddZeZLAmericanhJournalhofhMedicalhGeneticsxhParthAXL2010XLcgdtXLiceYi 2.5 12
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43 wiagnosticLcriteriaLforLtheLZappellaLvariantLofLRettLsyndromeLTtheLpreservedLspeechLvariantUZLBrainh
andhDevelopmentXL2009XLecXLdbkYch 2.2 68

42 trrayLcomparativeLgenomicLhybridizationLinLretinomaLandLretinoblastomaLtissuesZLCancerhScienceXL
2009XLcbbXLfhgYic 6.9 30

41 cfqcdLMicrodeletionLsyndromeLandLcongenitalLvariantLofLRettLsyndromeZLEuropeanhJournalhofh
MedicalhGeneticsXL2009XLgdXLcfkYgd 2.6 36

40 TheLXLMRLgeneLtvSLfLplaysLaLroleLinLdendriticLspineLarchitectureZLNeuroscienceXL2009XLcglXLhgiYhl 3.9 28

39 PrivateLinheritedLmicrodeletionamicroduplicationsmLimplicationsLinLclinicalLpracticeZLEuropeanh
JournalhofhMedicalhGeneticsXL2008XLgcXLfblYch 2.6 51

38 zenomicLdifferencesLbetweenLretinomaLandLretinoblastomaZLActahOncolˆ‡gicaXL2008XLfiXLcfkeYld 3.2 34

37 xxpandingLtheLphenotypeLofLddqccLdeletionLsyndromemLtheLMURvSLassociationZLClinicalh
DysmorphologyXL2008XLciXLceYci 0.9 16

36 welineationLofLtheLphenotypeLassociatedLwithLiqehZcqehZdLdeletionmLlongLQTLsyndromeXLrenalL
hypoplasiaLandLmentalLretardationZLAmericanhJournalhofhMedicalhGeneticsxhParthAXL2008XLcfhtXLcclgYl 2.5 19

35 tLeLMbLdeletionLinLcfqcdLcausesLsevereLmentalLretardationXLmildLfacialLdysmorphismsLandLRettYlikeL
featuresZLAmericanhJournalhofhMedicalhGeneticsxhParthAXL2008XLcfhtXLcllfYk 2.5 50

34 yOXzcLisLresponsibleLforLtheLcongenitalLvariantLofLRettLsyndromeZLAmericanhJournalhofhHumanh
GeneticsXL2008XLkeXLklYle 11 312

33 TheLItalianLXLMRLbankmLaLclinicalLandLmolecularLdatabaseZLHumanhMutationXL2007XLdkXLceYk 4.7 2

32 ItalianLRettLdatabaseLandLbiobankZLHumanhMutationXL2007XLdkXLedlYeg 4.7 23

31 vlinicalLandLmolecularLcharacterizationLofLItalianLpatientsLaffectedLbyLvohenLsyndromeZLJournalhofh
HumanhGeneticsXL2007XLgdXLcbccYcbci 4.3 18

30 tLdZhLMbLdeletionLofLhqdfZeYdgZcLinLaLpatientLwithLgrowthLfailureXLcardiacLseptalLdefectXLthinL
upperlipLandLasymmetricLdysmorphicLearsZLEuropeanhJournalhofhMedicalhGeneticsXL2007XLgbXLecgYdc 2.6 15

29 RSKdLenzymaticLassayLasLaLsecondLlevelLdiagnosticLtoolLinLvoffinYLowryLsyndromeZLClinicahChimicah
ActaXL2007XLekfXLegYfb 6.2 5

28 tutosomalLrecessiveLtlportLsyndromemLanLinYdepthLclinicalLandLmolecularLanalysisLofLfiveLfamiliesZL
NephrologyhDialysishTransplantationXL2006XLdcXLhhgYic 4.3 38

27 zermlineLmosaicismLinLRettLsyndromeLidentifiedLbyLprenatalLdiagnosisZLClinicalhGeneticsXL2005XLhiXLdgkYhb4 25

26 NonYsyndromicLXYlinkedLmentalLretardationmLfromLaLmolecularLtoLaLclinicalLpointLofLviewZLJournalhofh
CellularhPhysiologyXL2005XLdbfXLkYdb 7 30
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25 vwKLgaSTKlLisLmutatedLinLRettLsyndromeLvariantLwithLinfantileLspasmsZLJournalhofhMedicalhGeneticsXL
2005XLfdXLcbeYi 5.8 180

24 ThreeLRettLpatientsLwithLbothLMxvPdLmutationLandLcgqccYceLrearrangementsZLEuropeanhJournalhofh
HumanhGeneticsXL2004XLcdXLhkdYg 5.3 10

23 LymphoblastoidLcellLlinesLofLRettLsyndromeLpatientsLexposedLtoLoxidativeYstressYinducedL
apoptosisZLBrainhandhDevelopmentXL2004XLdhXLekfYk 2.2 4

22
RealYtimeLquantitativeLPvRLasLaLroutineLmethodLforLscreeningLlargeLrearrangementsLinLRettL
syndromemLReportLofLoneLcaseLofLMxvPdLdeletionLandLoneLcaseLofLMxvPdLduplicationZLHumanh
MutationXL2004XLdfXLcidYi

4.7 92

21 RettLsyndromemLtheLcomplexLnatureLofLaLmonogenicLdiseaseZLJournalhofhMolecularhMedicineXL2003XL
kcXLefhYgf 5.5 67

20 StudyLofLMxvPdLgeneLinLRettLsyndromeLvariantsLandLautisticLgirlsZLAmericanhJournalhofhMedicalh
GeneticshParthAXL2003XLccluXLcbdYi 61

19 NeurologicalLpresentationLofLxhlersYwanlosLsyndromeLtypeLIVLinLaLfamilyLwithLparentalLmosaicismZL
ClinicalhGeneticsXL2003XLheXLgcbYg 4 26

18 vhromosomeLdLdeletionLencompassingLtheLMtPdLgeneLinLaLpatientLwithLautismLandLRettYlikeL
featuresZLClinicalhGeneticsXL2003XLhfXLfliYgbc 4 41

17
tLthirdLMRXLfamilyLTMRXhkULisLtheLresultLofLmutationLinLtheLlongLchainLfattyLacidYvotLligaseLfL
TytvLfULgenemLproposalLofLaLrapidLenzymaticLassayLforLscreeningLmentallyLretardedLpatientsZLJournalh
ofhMedicalhGeneticsXL2003XLfbXLccYi

5.8 37

16 xpsteinLsyndromemLanotherLrenalLdisorderLwithLmutationsLinLtheLnonmuscleLmyosinLheavyLchainLlL
geneZLHumanhGeneticsXL2002XLccbXLckdYh 6.3 43

15 vOLfteavOLftfLmutationsmLfromLfamilialLhematuriaLtoLautosomalYdominantLorLrecessiveLtlportL
syndromeZLKidneyhInternationalXL2002XLhcXLclfiYgh 9.9 143

14 ytvLfXLencodingLfattyLacidYvotLligaseLfXLisLmutatedLinLnonspecificLXYlinkedLmentalLretardationZL
NaturehGeneticsXL2002XLebXLfehYfb 36.3 123

13 OpticLdiscLdrusenXLangioidLstreaksXLandLmottledLfundusLinLvariousLcombinationsLinLaLSicilianLfamilyZL
GraefershArchivehforhClinicalhandhExperimentalhOphthalmologyXL2002XLdfbXLiicYh 3.8 5

12 MutationLanalysisLofLtheLMxvPdLgeneLinLuritishLandLItalianLRettLsyndromeLfemalesZLJournalhofh
MolecularhMedicineXL2001XLikXLhfkYgg 5.5 47

11 PseudoxanthomaLelasticummLPointLmutationsLinLtheLtuvvhLgeneLandLaLlargeLdeletionLincludingLalsoL
tuvvcLandLMYαccZLHumanhMutationXL2001XLckXLkg 4.7 28

10 PreservedLspeechLvariantsLofLtheLRettLsyndromemLmolecularLandLclinicalLanalysisZLAmericanhJournalh
ofhMedicalhGeneticshParthAXL2001XLcbfXLcfYdd 100

9 tLnaturalLhistoryLofLcleidocranialLdysplasiaZLAmericanhJournalhofhMedicalhGeneticshParthAXL2001XLcbfXLcYh 147

8
MxvPdLgeneLmutationLanalysisLinLtheLuritishLandLItalianLRettLSyndromeLpatientsmLhotLspotLmapLofL
theLmostLrecurrentLmutationsLandLbioinformaticLanalysisLofLaLnewLMxvPdLconservedLregionZLBrainh
andhDevelopmentXL2001XLdeLSupplLcXLSdfhYgb

2.2 21

(2001-2005)
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7 PreservedLspeechLvariantLisLallelicLofLclassicLRettLsyndromeZLEuropeanhJournalhofhHumanhGeneticsXL
2000XLkXLedgYeb 5.3 105

6
IdentificationLandLcharacterizationLofLmouseLorthologsLofLtheLtMMxvRcLandLytvLfLgenesLdeletedL
inLtMMxLsyndromemLorthologyLofLXqddZeLandLMmuXycYyeZLCytogenetichandhGenomehResearchXL2000XL
kkXLdglYhe

1.9 8

5 tLmutationLinLtheLrettLsyndromeLgeneXLMxvPdXLcausesLXYlinkedLmentalLretardationLandLprogressiveL
spasticityLinLmalesZLAmericanhJournalhofhHumanhGeneticsXL2000XLhiXLlkdYg 11 196

4 xmployingLaLSystematicLtpproachLtoLuiobankingLandLtnalyzingLvlinicalLandLzeneticLwataLforL
tdvancingLvOVIwYclLResearch 4

3 ShorterLandrogenLreceptorLpolyQLallelesLprotectLagainstLlifeYthreateningLvOVIwYclLdiseaseLinLmales 1

2 TheLpolymorphismLLfcdyLinLTLReLinhibitsLautophagyLandLisLaLmarkerLofLsevereLvOVIwYclLinLmales 3

1 PostYMendelianLgeneticLmodelLinLvOVIwYcl 1
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