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132 wyskeratosisLcongenitaLandLcancerLinLmiceLdeficientLinLribosomalLRNtLmodificationZLScienceXL2003XL
dllXLdglYhd 33.3 340

131 yOXzcLisLresponsibleLforLtheLcongenitalLvariantLofLRettLsyndromeZLAmericangJournalgofgHumang
GeneticsXL2008XLkeXLklYle 11 312

130 vwKLgLbelongsLtoLtheLsameLmolecularLpathwayLofLMevPdLandLitLisLresponsibleLforLtheLearlyYonsetL
seizureLvariantLofLRettLsyndromeZLHumangMoleculargGeneticsXL2005XLcfXLclegYfh 5.6 248

129 tLmutationLinLtheLrettLsyndromeLgeneXLMxvPdXLcausesLXYlinkedLmentalLretardationLandLprogressiveL
spasticityLinLmalesZLAmericangJournalgofgHumangGeneticsXL2000XLhiXLlkdYg 11 196

128 vwKLgaSTKlLisLmutatedLinLRettLsyndromeLvariantLwithLinfantileLspasmsZLJournalgofgMedicalgGeneticsXL
2005XLfdXLcbeYi 5.8 180

127 vOLfteavOLftfLmutationsmLfromLfamilialLhematuriaLtoLautosomalYdominantLorLrecessiveLtlportL
syndromeZLKidneygInternationalXL2002XLhcXLclfiYgh 9.9 143

126
tLcomprehensiveLmolecularLstudyLonLvoffinYSirisLandLNicolaidesYuaraitserLsyndromesLidentifiesLaL
broadLmolecularLandLclinicalLspectrumLconvergingLonLalteredLchromatinLremodelingZLHumang
MoleculargGeneticsXL2013XLddXLgcdcYeg

5.6 138

125 tvxdLgeneLvariantsLmayLunderlieLinterindividualLvariabilityLandLsusceptibilityLtoLvOVαwYclLinLtheL
αtalianLpopulationZLEuropeangJournalgofgHumangGeneticsXL2020XLdkXLchbdYchcf 5.3 132

124 xvidenceLofLdigenicLinheritanceLinLtlportLsyndromeZLJournalgofgMedicalgGeneticsXL2015XLgdXLcheYif 5.8 95

123 UnbiasedLnextLgenerationLsequencingLanalysisLconfirmsLtheLexistenceLofLautosomalLdominantL
tlportLsyndromeLinLaLrelevantLfractionLofLcasesZLClinicalgGeneticsXL2014XLkhXLdgdYi 4 92

122
RealYtimeLquantitativeLPvRLasLaLroutineLmethodLforLscreeningLlargeLrearrangementsLinLRettL
syndromemLReportLofLoneLcaseLofLMxvPdLdeletionLandLoneLcaseLofLMxvPdLduplicationZLHumang
MutationXL2004XLdfXLcidYi

4.7 92

121 tutosomalYdominantLtlportLsyndromemLnaturalLhistoryLofLaLdiseaseLdueLtoLvOLfteLorLvOLftfL
geneZLKidneygInternationalXL2004XLhgXLcglkYhbe 9.9 90

120 MowatYWilsonLsyndromemLfacialLphenotypeLchangingLwithLagemLstudyLofLclLαtalianLpatientsLandL
reviewLofLtheLliteratureZLAmericangJournalgofgMedicalgGeneticsvgPartgAXL2009XLcfltXLfciYdh 2.5 83

119 αdentificationLofLsixtyYtwoLnovelLandLtwelveLknownLyuNcLmutationsLinLeightyYoneLunrelatedL
probandsLwithLMarfanLsyndromeLandLotherLfibrillinopathiesZLHumangMutationXL2005XLdhXLflf 4.7 74

118 tutosomalLdominantLtlportLsyndromemLmolecularLanalysisLofLtheLvOLftfLgeneLandLclinicalL
outcomeZLNephrologygDialysisgTransplantationXL2009XLdfXLcfhfYic 4.3 71

117 iPSLcellsLtoLmodelLvwKLgYrelatedLdisordersZLEuropeangJournalgofgHumangGeneticsXL2011XLclXLcdfhYgg 5.3 71

116 RareLvariantsLinLtheLgeneticLbackgroundLmodulateLcognitiveLandLdevelopmentalLphenotypesLinL
individualsLcarryingLdiseaseYassociatedLvariantsZLGeneticsgingMedicineXL2019XLdcXLkchYkdg 8.1 71
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115 xxpertLconsensusLguidelinesLforLtheLgeneticLdiagnosisLofLtlportLsyndromeZLPediatricgNephrologyXL
2019XLefXLccigYcckl 3.2 70

114 RettLsyndromemLtheLcomplexLnatureLofLaLmonogenicLdiseaseZLJournalgofgMoleculargMedicineXL2003XL
kcXLefhYgf 5.5 67

113 tdvancesLinLtlportLsyndromeLdiagnosisLusingLnextYgenerationLsequencingZLEuropeangJournalgofg
HumangGeneticsXL2012XLdbXLgbYi 5.3 66

112 StudyLofLMxvPdLgeneLinLRettLsyndromeLvariantsLandLautisticLgirlsZLAmericangJournalgofgMedicalg
GeneticsgPartgAXL2003XLccluXLcbdYi 61

111 zluwcLisLaLcommonLalteredLplayerLinLneuronalLdifferentiationLfromLbothLMxvPdYmutatedLandL
vwKLgYmutatedLiPSLcellsZLEuropeangJournalgofgHumangGeneticsXL2015XLdeXLclgYdbc 5.3 56

110
PhosphataseLandLtensinLhomologLTPTxNULgeneLmutationsLandLautismmLliteratureLreviewLandLaLcaseL
reportLofLaLpatientLwithLvowdenLsyndromeXLautisticLdisorderXLandLepilepsyZLJournalgofgChildg
NeurologyXL2012XLdiXLeldYi

2.5 52

109 PrivateLinheritedLmicrodeletionamicroduplicationsmLimplicationsLinLclinicalLpracticeZLEuropeang
JournalgofgMedicalgGeneticsXL2008XLgcXLfblYch 2.6 51

108 tssociationLofLTollYlikeLreceptorLiLvariantsLwithLlifeYthreateningLvOVαwYclLdiseaseLinLmalesmL
findingsLfromLaLnestedLcaseYcontrolLstudyZLELifeXL2021XLcbXL 8.9 51

107 tLeLMbLdeletionLinLcfqcdLcausesLsevereLmentalLretardationXLmildLfacialLdysmorphismsLandLRettYlikeL
featuresZLAmericangJournalgofgMedicalgGeneticsvgPartgAXL2008XLcfhtXLcllfYk 2.5 50

106 TheLphenotypeLofLyloatingY arborLsyndromemLclinicalLcharacterizationLofLgdLindividualsLwithL
mutationsLinLexonLefLofLSRvtPZLOrphanetgJournalgofgRaregDiseasesXL2013XLkXLhe 4.2 47

105 dqdfYqecLdeletionmLreportLofLaLcaseLandLreviewLofLtheLliteratureZLEuropeangJournalgofgMedicalg
GeneticsXL2007XLgbXLdcYed 2.6 46

104 RevealingLtheLcomplexityLofLaLmonogenicLdiseasemLrettLsyndromeLexomeLsequencingZLPLoSgONEXL
2013XLkXLeghgll 3.7 45

103 MxvPdLdeletionsLandLgenotypeYphenotypeLcorrelationLinLRettLsyndromeZLAmericangJournalgofg
MedicalgGeneticsvgPartgAXL2007XLcfetXLdiigYkf 2.5 41

102 vhromosomeLdLdeletionLencompassingLtheLMtPdLgeneLinLaLpatientLwithLautismLandLRettYlikeL
featuresZLClinicalgGeneticsXL2003XLhfXLfliYgbc 4 41

101 XqdkLduplicationsLincludingLMxvPdLinLfiveLfemalesmLxxpandingLtheLphenotypeLto´ severeLmentalL
retardationZLEuropeangJournalgofgMedicalgGeneticsXL2012XLggXLfbfYce 2.6 38

100 tutosomalLrecessiveLtlportLsyndromemLanLinYdepthLclinicalLandLmolecularLanalysisLofLfiveLfamiliesZL
NephrologygDialysisgTransplantationXL2006XLdcXLhhgYic 4.3 38

99 PhenotypeLandLgenotypeLofLkiLpatientsLwithLMowatYWilsonLsyndromeLandLrecommendationsLforL
careZLGeneticsgingMedicineXL2018XLdbXLlhgYlig 8.1 37

98 αnterstitialLddqceLdeletionsLnotLinvolvingLS tNKeLgenemLaLnewLcontiguousLgeneLsyndromeZL
AmericangJournalgofgMedicalgGeneticsvgPartgAXL2014XLchftXLchhhYih 2.5 36
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97 xpilepsyLinLMowatYWilsonLsyndromemLdelineationLofLtheLelectroclinicalLphenotypeZLAmericangJournalg
ofgMedicalgGeneticsvgPartgAXL2013XLchctXLdieYkf 2.5 36

96 RedoxLimbalanceLandLmorphologicalLchangesLinLskinLfibroblastsLinLtypicalLRettLsyndromeZLOxidativeg
MedicinegandgCellulargLongevityXL2014XLdbcfXLclgleg 6.7 36

95 cfqcdLMicrodeletionLsyndromeLandLcongenitalLvariantLofLRettLsyndromeZLEuropeangJournalgofg
MedicalgGeneticsXL2009XLgdXLcfkYgd 2.6 36

94 zenomicLdifferencesLbetweenLretinomaLandLretinoblastomaZLActagOncolˆ‡gicaXL2008XLfiXLcfkeYld 3.2 34

93 NextLgenerationLsequencingLinLsporadicLretinoblastomaLpatientsLrevealsLsomaticLmosaicismZL
EuropeangJournalgofgHumangGeneticsXL2015XLdeXLcgdeYeb 5.3 33

92 tlportLsyndromemLimpactLofLdigenicLinheritanceLinLpatientsLmanagementZLClinicalgGeneticsXL2017XLldXLefYff4 33

91 vlinicalLandLmolecularLcharacterizationLofLaLpatientLwithLaLdqecZdYedZeLdeletionLidentifiedLbyL
arrayYvz ZLAmericangJournalgofgMedicalgGeneticsvgPartgAXL2007XLcfetXLkgkYhg 2.5 32

90 iPSvYderivedLneuronsLprofilingLrevealsLztutergicLcircuitLdisruptionLandLacetylatedL˛–YtubulinLdefectL
whichLimprovesLafterLi wtvhLtreatmentLinLRettLsyndromeZLExperimentalgCellgResearchXL2018XLehkXLddgYdeg4.2 31

89 wualLcopyLnumberLvariantsLinvolvingLchpccLandLhqddLinLaLcaseLofLchildhoodLapraxiaLofLspeechLandL
pervasiveLdevelopmentalLdisorderZLEuropeangJournalgofgHumangGeneticsXL2013XLdcXLehcYg 5.3 31

88
tdvancesLandLunmetLneedsLinLgeneticXLbasicLandLclinicalLscienceLinLtlportLsyndromemLreportLfromL
theLdbcgLαnternationalLWorkshopLonLtlportLSyndromeZLNephrologygDialysisgTransplantationXL2017XL
edXLlchYldf

4.3 31

87 xpilepsyLinLRettLsyndromeYYlessonsLfromLtheLRettLnetworkedLdatabaseZLEpilepsiaXL2015XLghXLghlYih 6.4 30

86 trrayLcomparativeLgenomicLhybridizationLinLretinomaLandLretinoblastomaLtissuesZLCancergScienceXL
2009XLcbbXLfhgYic 6.9 30

85 RefinementLofLtheLcdqcfLmicrodeletionLsyndromemLprimordialLdwarfismLandLdevelopmentalLdelayL
withLorLwithoutLosteopoikilosisZLEuropeangJournalgofgHumangGeneticsXL2009XLciXLccfcYi 5.3 30

84 NonYsyndromicLXYlinkedLmentalLretardationmLfromLaLmolecularLtoLaLclinicalLpointLofLviewZLJournalgofg
CellulargPhysiologyXL2005XLdbfXLkYdb 7 30

83  ighLfrequencyLofLvO cLintragenicLdeletionsLandLduplicationsLdetectedLbyLMLPtLinLpatientsLwithL
vohenLsyndromeZLEuropeangJournalgofgHumangGeneticsXL2010XLckXLcceeYfb 5.3 28

82 VisualLimpairmentLinLyOXzcYmutatedLindividualsLandLmiceZLNeuroscienceXL2016XLedfXLflhYgbk 3.9 27

81 voffinYSirisLandLNicolaidesYuaraitserLsyndromesLareLaLcommonLwellLrecognizableLcauseLofL
intellectualLdisabilityZLBraingandgDevelopmentXL2015XLeiXLgdiYeh 2.2 26

80 zermlineLmosaicismLinLRettLsyndromeLidentifiedLbyLprenatalLdiagnosisZLClinicalgGeneticsXL2005XLhiXLdgkYhb4 25
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79 ShorterLandrogenLreceptorLpolyQLallelesLprotectLagainstLlifeYthreateningLvOVαwYclLdiseaseLinL
xuropeanLmalesZLEBioMedicineXL2021XLhgXLcbedfh 8.8 25

78 αnvestigationLofLmodifierLgenesLwithinLcopyLnumberLvariationsLinLRettLsyndromeZLJournalgofgHumang
GeneticsXL2011XLghXLgbkYcg 4.3 23

77 SyndromicLmentalLretardationLwithLthrombocytopeniaLdueLtoLdcqddZccqddZcdLdeletionmLReportLofL
threeLpatientsZLAmericangJournalgofgMedicalgGeneticsvgPartgAXL2010XLcgdtXLciccYi 2.5 23

76 αtalianLRettLdatabaseLandLbiobankZLHumangMutationXL2007XLdkXLedlYeg 4.7 23

75 MutationalLscreeningLofLtheLRucLgeneLinLαtalianLpatientsLwithLretinoblastomaLrevealsLccLnovelL
mutationsZLJournalgofgHumangGeneticsXL2006XLgcXLdblYdch 4.3 23

74 tlportLsyndromeLandLleiomyomatosismLtheLfirstLdeletionLextendingLbeyondLvOLfthLintronLdZL
PediatricgNephrologyXL2011XLdhXLiciYdf 3.2 22

73 OligogenicLgermlineLmutationsLidentifiedLinLearlyLnonYsmokersLlungLadenocarcinomaLpatientsZLLungg
CancerXL2014XLkgXLchkYif 5.9 21

72 tLspectrumLofLLMXcuLmutationsLinLNailYPatellaLsyndromemLnewLpointLmutationsXLdeletionXLandL
evidenceLofLmosaicismLinLunaffectedLparentsZLGeneticsgingMedicineXL2010XLcdXLfecYl 8.1 21

71
ThinLglomerularLbasementLmembraneLdiseasemLclinicalLsignificanceLofLaLmorphologicalLdiagnosisYYaL
collaborativeLstudyLofLtheLαtalianLRenalLαmmunopathologyLzroupZLNephrologygDialysisg
TransplantationXL2005XLdbXLgfgYgc

4.3 21

70 yiveLpatientsLwithLnovelLoverlappingLinterstitialLdeletionsLinLkqddZdqddZeZLAmericangJournalgofg
MedicalgGeneticsvgPartgAXL2011XLcggtXLckgiYhf 2.5 20

69 xmployingLaLsystematicLapproachLtoLbiobankingLandLanalyzingLclinicalLandLgeneticLdataLforL
advancingLvOVαwYclLresearchZLEuropeangJournalgofgHumangGeneticsXL2021XLdlXLifgYigl 5.3 20

68 welineationLofLtheLphenotypeLassociatedLwithLiqehZcqehZdLdeletionmLlongLQTLsyndromeXLrenalL
hypoplasiaLandLmentalLretardationZLAmericangJournalgofgMedicalgGeneticsvgPartgAXL2008XLcfhtXLcclgYl 2.5 19

67 SpectrumLofLPTv LmutationsLinLαtalianLnevoidLbasalLcellYcarcinomaLsyndromeLpatientsmL
identificationLofLthirteenLnovelLallelesZLHumangMutationXL2004XLdfXLffc 4.7 19

66 xxomeLsequencingLcoupledLwithLmRNtLanalysisLidentifiesLNwUytyhLasLaLLeighLgeneZLMolecularg
GeneticsgandgMetabolismXL2016XLcclXLdcfYddd 3.7 19

65 MxvPdLmissenseLmutationsLoutsideLtheLcanonicalLMuwLandLTRwLdomainsLinLmalesLwithLintellectualL
disabilityZLJournalgofgHumangGeneticsXL2016XLhcXLlgYcbc 4.3 18

64
v tRzxYlikeLpresentationXLcraniosynostosisLandLmildLMowatYWilsonLSyndromeLdiagnosedLbyL
recognitionLofLtheLdistinctiveLfacialLgestaltLinLaLcohortLofLdkLnewLcasesZLAmericangJournalgofgMedicalg
GeneticsvgPartgAXL2014XLchftXLdggiYhh

2.5 18

63 vlinicalLandLmolecularLcharacterizationLofLαtalianLpatientsLaffectedLbyLvohenLsyndromeZLJournalgofg
HumangGeneticsXL2007XLgdXLcbccYcbci 4.3 18

62
tlYtwadiYRaasYRothschildLTlimbapelvisauterusYhypoplasiaaaplasiaULsyndromeLandLWNTitLmutationsmL
geneticLhomogeneityLandLnosologicalLdelineationZLAmericangJournalgofgMedicalgGeneticsvgPartgAXL
2011XLcggtXLeedYh

2.5 16
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61 tLlZeLMbLmicrodeletionLofLeqdiZeqdlLassociatedLwithLpsychomotorLandLgrowthLdelayXLtricuspidL
valveLdysplasiaLandLbifidLthumbZLEuropeangJournalgofgMedicalgGeneticsXL2009XLgdXLcecYe 2.6 16

60 xxpandingLtheLphenotypeLofLddqccLdeletionLsyndromemLtheLMURvSLassociationZLClinicalg
DysmorphologyXL2008XLciXLceYci 0.9 16

59 vreatineLtransporterLdefectLdiagnosedLbyLprotonLNMRLspectroscopyLinLmalesLwithLintellectualL
disabilityZLAmericangJournalgofgMedicalgGeneticsvgPartgAXL2011XLcggtXLdffhYgd 2.5 15

58 RetinoblastomaLandLmentalLretardationLmicrodeletionLsyndromemLclinicalLcharacterizationLandL
molecularLdissectionLusingLarrayLvz ZLJournalgofgHumangGeneticsXL2007XLgdXLgegYgfd 4.3 15

57 tLdZhLMbLdeletionLofLhqdfZeYdgZcLinLaLpatientLwithLgrowthLfailureXLcardiacLseptalLdefectXLthinL
upperlipLandLasymmetricLdysmorphicLearsZLEuropeangJournalgofgMedicalgGeneticsXL2007XLgbXLecgYdc 2.6 15

56 SLvcdtdLvariantsLcauseLaLneurodevelopmentalLdisorderLorLcochleovestibularLdefectZLBrainXL2020XL
cfeXLdekbYdeki 11.2 15

55 tnalysisLofLtheLPhenotypesLinLtheLRettLNetworkedLwatabaseZLInternationalgJournalgofgGenomicsXL
2019XLdbclXLhlghlef 2.5 14

54 RettLnetworkedLdatabasemLanLintegratedLclinicalLandLgeneticLnetworkLofLRettLsyndromeLdatabasesZL
HumangMutationXL2012XLeeXLcbecYh 4.7 14

53 vlinicalLandLmolecularLcharacterizationLofLvOVαwYclLhospitalizedLpatientsZLPLoSgONEXL2020XLcgXLebdfdgef3.7 14

52 ProtectiveLRoleLofLaLVariantLonLSevereLvOVαwYclLOutcomeLinLYoungLMalesLandLxlderlyLWomenZL
GenesXL2021XLcdXL 4.2 14

51 vonsensusLstatementLonLstandardsLandLguidelinesLforLtheLmolecularLdiagnosticsLofLtlportL
syndromemLrefiningLtheLtvMzLcriteriaZLEuropeangJournalgofgHumangGeneticsXL2021XLdlXLcckhYccli 5.3 14

50 xvidenceLofLpredisposingLepimutationLinLretinoblastomaZLHumangMutationXL2019XLfbXLdbcYdbh 4.7 14

49 eZdLMbLmicrodeletionLinLchromosomeLiLbandsLqddZdYqddZeLassociatedLwithLovergrowthLandLdelayedL
boneLageZLEuropeangJournalgofgMedicalgGeneticsXL2010XLgeXLchkYib 2.6 12

48 tmbiguousLexternalLgenitaliaLdueLtoLdefectLofLgY˛–YreductaseLinLsevenLαraqiLpatientsmLprevalenceLofLaL
novelLmutationZLGeneXL2013XLgdhXLflbYe 3.8 11

47 UrineYderivedLpodocytesYlineageLcellsmLtLpromisingLtoolLforLprecisionLmedicineLinLtlportLSyndromeZL
HumangMutationXL2018XLelXLebdYecf 4.7 11

46 OverlappingLmicrodeletionsLinvolvingLcgqddZdLnarrowLtheLcriticalLregionLforLintellectualLdisabilityLtoL
NtRzdLandLRORtZLEuropeangJournalgofgMedicalgGeneticsXL2014XLgiXLcheYk 2.6 10

45 xxzLfeaturesLandLepilepsyLinLMxvPdYmutatedLpatientsLwithLtheLZappellaLvariantLofLRettLsyndromeZL
ClinicalgNeurophysiologyXL2010XLcdcXLhgdYi 4.3 10

44 xxomeLsequencingLanalysisLinLaLpairLofLmonozygoticLtwinsLreYevaluatesLtheLgeneticsLbehindLtheirL
intellectualLdisabilityLandLrevealsLaLv wdLmutationZLBraingandgDevelopmentXL2016XLekXLglbYh 2.2 10
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43 MxαSdLgeneLisLresponsibleLforLintellectualLdisabilityXLcardiacLdefectsLandLaLdistinctLfacialLphenotypeZL
EuropeangJournalgofgMedicalgGeneticsXL2020XLheXLcbehdi 2.6 10

42 tlteredLexpressionLofLneuropeptidesLinLyoxzcYnullLheterozygousLmutantLmiceZLEuropeangJournalgofg
HumangGeneticsXL2016XLdfXLdgdYi 5.3 9

41 yrequencyLofLtheLLRRKdLzdbclSLmutationLinLαtalianLpatientsLaffectedLbyLParkinsonSsLdiseaseZL
JournalgofgHumangGeneticsXL2007XLgdXLdbcYdbf 4.3 9

40 ulepharophimosisXLptosisXLandLepicanthusLinversusLsyndromemLclinicalLandLmolecularLanalysisLofLaL
caseZLJournalgofgAAPOSXL2006XLcbXLdilYkb 1.3 9

39 vlinicalLandLmolecularLcharacterizationLofLvOVαwYclLhospitalizedLpatients 9

38 OptineurinLgeneLisLnotLinvolvedLinLtheLcommonLhighYtensionLformLofLprimaryLopenYangleLglaucomaZL
GraefepsgArchivegforgClinicalgandgExperimentalgOphthalmologyXL2006XLdffXLcbiiYkd 3.8 8

37 tLuniqueLpatientLpresentingLwithLconcomitantLKlinefelterLsyndromeXLtlportLsyndromeXLandL
craniopharyngiomaZLJournalgofgAndrologyXL2012XLeeXLccggYl 7

36 LeukoencephalopathyLinLdcYbetaLhydroxylaseLdeficiencymLreportLofLaLfamilyZLBraingandgDevelopmentXL
2010XLedXLfdcYf 2.2 7

35 VariantsLinLtheLSKdLchannelLgeneLTKvNNdULleadLtoLdominantLneurodevelopmentalLmovementL
disordersZLBrainXL2020XLcfeXLeghfYegie 11.2 7

34 lqecZcqecZeLdeletionLinLtwoLpatientsLwithLsimilarLclinicalLfeaturesmLaLnewlyLrecognizedL
microdeletionLsyndromerZLAmericangJournalgofgMedicalgGeneticsvgPartgAXL2014XLchftXLhkgYlb 2.5 6

33 RSKdLenzymaticLassayLasLaLsecondLlevelLdiagnosticLtoolLinLvoffinYLowryLsyndromeZLClinicagChimicag
ActaXL2007XLekfXLegYfb 6.2 5

32 OtosclerosismLexclusionLofLlinkageLtoLtheLOTSvcLandLOTSvdLlociLinLfourLαtalianLfamiliesZLInternationalg
JournalgofgAudiologyXL2003XLfdXLfigYkb 2.6 5

31 TheLpolymorphismLLfcdyLinLinhibitsLautophagyLandLisLaLmarkerLofLsevereLvOVαwYclLinLmalesZZL
AutophagyXL2021XLcYcc 10.2 5

30 SevereLvOVαwYclLinL ospitalizedLvarriersLofLSingleLPathogenicLVariantsZLJournalgofgPersonalizedg
MedicineXL2021XLccXL 3.6 5

29 xxomeLSequencingLinLdbbLαntellectualLwisabilityatutisticLPatientsmLNewLvandidatesLandLttypicalL
PresentationsZLBraingSciencesXL2021XLccXL 3.4 5

28 PotentiallyLTreatableLwisorderLwiagnosedLPostLMortemLbyLxxomeLtnalysisLinLaLuoyLwithLRespiratoryL
wistressZLInternationalgJournalgofgMoleculargSciencesXL2016XLciXLebh 6.3 5

27 zuidelinesLforLzeneticLTestingLandLManagementLofLtlportLSyndromeZZLClinicalgJournalgofgtheg
AmericangSocietygofgNephrology:gCJASNXL2021XL 6.9 5

26 xmployingLaLSystematicLtpproachLtoLuiobankingLandLtnalyzingLvlinicalLandLzeneticLwataLforL
tdvancingLvOVαwYclLResearch 4

(-2020)
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25 NicolaidesYuaraitserLsyndromemLdefiningLaLphenotypeZLJournalgofgNeurologyXL2016XLdheXLchglYhb 5.5 4

24 PersonalizedLtherapyLinLaLzRαNcLmutatedLgirlLwithLintellectualLdisabilityLandLepilepsyZLClinicalg
DysmorphologyXL2018XLdiXLckYdb 0.9 4

23 RareLvariantsLinLTollYlikeLreceptorLiLresultsLinLfunctionalLimpairmentLandLdownregulationLofL
cytokineYmediatedLsignalingLinLvOVαwYclLpatientsZZLGenesgandgImmunityXL2021XL 4.4 4

22 SporadicLhereditaryLmotorLandLsensoryLneuropathiesmLtdvancesLinLtheLdiagnosisLusingLnextL
generationLsequencingLtechnologyZLJournalgofgthegNeurologicalgSciencesXL2015XLeglXLfblYci 3.2 3

21 vombinedLultrasoundLandLexomeLsequencingLapproachLrecognizesLOpitzLzauuuLsyndromeLinLtwoL
malformedLfetusesZLClinicalgDysmorphologyXL2017XLdhXLckYdg 0.9 3

20 ceqLdeletionLsyndromeLandLretinoblastomaLinLidenticalLdichorionicLdiamnioticLmonozygoticLtwinsZL
EuropeangJournalgofgOphthalmologyXL2012XLddXLkgiYhb 1.9 3

19 ShouldLaLsyndromeLbeLcalledLbyLitsLcorrectLnamerLTheLexampleLofLtheLpreservedLspeechLvariantLofL
RettLsyndromeZLEuropeangJournalgofgPediatricsXL2005XLchfXLicbnLauthorLreplyLiccYd 4.1 3

18 vommonXLlowYfrequencyXLrareXLandLultraYrareLcodingLvariantsLcontributeLtoLvOVαwYclLseverityZL
HumangGeneticsXL2021XLcfcXLcfi 6.3 3

17 TheLpolymorphismLLfcdyLinLTLReLinhibitsLautophagyLandLisLaLmarkerLofLsevereLvOVαwYclLinLmales 3

16 αQSxvdLdisordermLtLnewLdiseaseLentityLorLaLRettLspectrumLcontinuumrZLClinicalgGeneticsXL2021XLllXLfhdYfif4 3

15 SxLPLtsphbetsnLandLsevereLthrombosisLinLvOVαwYclLmalesZLJournalgofgHematologygandgOncologyXL
2021XLcfXLcde 22.4 3

14 NewLvandidatesLforLtutismaαntellectualLwisabilityLαdentifiedLbyLWholeYxxomeLSequencingZZL
InternationalgJournalgofgMoleculargSciencesXL2021XLddXL 6.3 3

13 TheLαtalianLXLMRLbankmLaLclinicalLandLmolecularLdatabaseZLHumangMutationXL2007XLdkXLceYk 4.7 2

12 xxomeLsequencingLinLuRvtcYdLcandidateLfamiliasmLtheLcontributionLofLotherLcancerLsusceptibilityL
genesZLFrontiersgingOncologyXL2021XLccXLhflfeg 5.3 2

11 tssociationLofLTollYlikeLreceptorLiLvariantsLwithLlifeYthreateningLvOVαwYclLdiseaseLinLmales 2

10
ResponseLtoLPhelanLKZLetLalZmLletterLtoLtheLeditorLregardingLwisciglioLetLalmLinterstitialLddqceL
deletionsLnotLinvolvingLS tNKeLgenemLaLnewLcontiguousLgeneLsyndromeZLAmericangJournalgofg
MedicalgGeneticsvgPartgAXL2015XLchiXLchkc

2.5 1

9  untingtonSsLdiseaseLgeneLexpansionLassociatesLwithLearlyLonsetLnonprogressiveLchoreaZL
MovementgDisordersXL2013XLdkXLhkf 7 1

8
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