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151 XVlinkedIsorneliaIdeILangeIsyndromeIowingItoIS“saLaImutationsWINaturehGeneticsUI2006UIchUIebhVcY 36.3 351

150 RothmundVThomsonIsyndromeWIOrphanethJournalhofhRarehDiseasesUI2010UIeUIb 4.2 182

149 wermlineImutationIinItheIjuxtamembraneIdomainIofItheIkitIgeneIinIaIfamilyIwithIgastrointestinalI
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146 ”vaImicrodeletionIsyndromejIrefinedIvySxIcharacterizationIofIsporadicIandIfamilialIdeletionsIwithI
locusVspecificIprobesWIAmericanhJournalhofhHumanhGeneticsUI2000UIffUIaYYVi 11 93

145 “entalIretardationIandIcardiovascularImalformationsIinI”vaImicrodeletedIpatientsIpointItoI
candidateIgenesIinIagqaaWbWIJournalhofhMedicalhGeneticsUI2004UIdaUIceVda 5.8 90
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sancerIRiskIinIreckwithVWiedemannISyndromejIqISystematicIReviewIandI“etaVqnalysisI–utliningIaI
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143 acqIteletionIandIcentralInervousIsystemIanomaliesjIfurtherIinsightsIfromIkaryotypeVphenotypeI
analysesIofIadIpatientsWIJournalhofhMedicalhGeneticsUI2007UIddUIefY 5.8 80

142 QupiRgenotypeVphenotypeIcorrelationsIinIreckwithVWiedemannIsyndromeWIEuropeanhJournalhofh
HumanhGeneticsUI2016UIbdUIahcViY 5.3 75

141 TheIKasumiVaIcellIlinejIaItQhkbaRVkitImutantImodelIforIacuteImyeloidIleukemiaWILeukemiahandh
LymphomaUI2005UIdfUIbdgVee 1.9 65

140 RothmundVThomsonIsyndromeIandIRuséLdIdefectjIsplittingIandIlumpingWICancerhLettersUI2006UI
bcbUIaYgVbY 9.9 65

139 PhenotypeIandIgenotypeIinIebIpatientsIwithIRubinsteinVTaybiIsyndromeIcausedIbyIuPcYYI
mutationsWIAmericanhJournalhofhMedicalhGeneticsuhParthAUI2016UIagYUIcYfiVcYhb 2.5 60

138 qItumorIsuppressorIlocusIinIfamilialIandIsporadicIchordomaImapsItoIapcfWIInternationalhJournalhofh
CancerUI2000UIhgUIfhVgb 7.5 60

137 RecognitionIofItheIsorneliaIdeILangeIsyndromeIphenotypeIwithIfacialIdysmorphologyInovelI
analysisWIClinicalhGeneticsUI2016UIhiUIeegVfc 4 56

136 virstIcytogeneticIstudyIofIaIrecurrentIfamilialIchordomaIofItheIclivusWIInternationalhJournalhofh
CancerUI1999UIhaUIbdVcY 7.5 54

135 slinicalIandImolecularIcharacterizationIofIRubinsteinVTaybiIsyndromeIpatientsIcarryingIdistinctI
novelImutationsIofItheIuPcYYIgeneWIClinicalhGeneticsUI2015UIhgUIadhVed 4 53
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134 xistoneIacetylationIdeficitsIinIlymphoblastoidIcellIlinesIfromIpatientsIwithIRubinsteinVTaybiI
syndromeWIJournalhofhMedicalhGeneticsUI2012UIdiUIffVgd 5.8 53

133 rroadeningIofIcohesinopathiesjIexomeIsequencingIidentifiesImutationsIinIq”KRtaaIinItwoI
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GeneticsUI2006UIgUIgg 2.1 50

128 ”ephrologicalIfindingsIandIgenotypeVphenotypeIcorrelationIinIreckwithVWiedemannIsyndromeWI
PediatrichNephrologyUI2012UIbgUIcigVdYf 3.2 48

127 teInovoIbalancedIchromosomeIrearrangementsIinIprenatalIdiagnosisWIPrenatalhDiagnosisUI2009UIbiUIbegVfe3.2 48

126 PrevalenceIofIreckwithVWiedemannIsyndromeIinI”orthIWestIofIytalyWIAmericanhJournalhofhMedicalh
GeneticsuhParthAUI2013UIafaqUIbdhaVf 2.5 45

125 qImultiVmethodIapproachItoItheImolecularIdiagnosisIofIovertIandIborderlineIaapaeWeIdefectsI
underlyingISilverVRussellIandIreckwithVWiedemannIsyndromesWIClinicalhEpigeneticsUI2016UIhUIbc 7.7 42

124 ynheritedIandISporadicIupimutationsIatItheIywvbVxaiIlocusIinIreckwithVWiedemannIsyndromeIandI
WilmsPItumorWIEndocrinehDevelopmentUI2009UIadUIaVi 41

123 “utationsIinIchromatinIregulatorsIfunctionallyIlinkIsorneliaIdeILangeIsyndromeIandIclinicallyI
overlappingIphenotypesWIHumanhGeneticsUI2017UIacfUIcYgVcbY 6.3 40

122
”ovelIsaforfegImutationsIinIpatientsIwithIPoikilodermaIwithI”eutropeniajIbioinformaticIanalysisI
ofItheIproteinIandIpredictedIeffectsIofIallIreportedImutationsWIOrphanethJournalhofhRarehDiseasesUI
2012UIgUIg

4.2 38

121 wenotypeVphenotypeIcorrelationsIinIaInewIcaseIofIhpbcWaIdeletionIandIreviewIofItheIliteratureWI
EuropeanhJournalhofhMedicalhGeneticsUI2011UIedUIeeVi 2.6 38

120 xighIfrequencyIofImosaicIsRurrPIdeletionsIinIRubinsteinVTaybiIsyndromeIpatientsIandImappingIofI
somaticIandIgermVlineIbreakpointsWIGenomicsUI2007UIiYUIefgVgc 4.3 37

119 QupiRgenotypeVphenotypeIcorrelationsIinIreckwithVWiedemannIsyndromejIaIparadigmIforIgenomicI
medicineWIClinicalhGeneticsUI2016UIhiUIdYcVdae 4 37

118 uvidenceIforInonVhomologousIendIjoiningIandInonVallelicIhomologousIrecombinationIinIatypicalI
”vaImicrodeletionsWIHumanhGeneticsUI2004UIaaeUIfiVhY 6.3 36

117 TRy“hIdownregulationIinIgliomaIaffectsIcellIproliferationIandIitIisIassociatedIwithIpatientsIsurvivalWI
BMChCancerUI2015UIaeUIdgY 4.8 35
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116 PrenatalImolecularItestingIforIreckwithVWiedemannIandISilverVRussellIsyndromesjIaIchallengeIforI
molecularIanalysisIandIgeneticIcounselingWIEuropeanhJournalhofhHumanhGeneticsUI2016UIbdUIghdVic 5.3 34

115 sharacterizationIofIadInovelIdeletionsIunderlyingIRubinsteinVTaybiIsyndromejIanIupdateIofItheI
sRurrPIdeletionIrepertoireWIHumanhGeneticsUI2015UIacdUIfacVbf 6.3 31

114 ynsightsIintoIgenotypeVphenotypeIcorrelationsIfromIsRurrPIpointImutationIscreeningIinIaIcohortI
ofIdfIRubinsteinVTaybiIsyndromeIpatientsWIClinicalhGeneticsUI2015UIhhUIdcaVdY 4 31

113 “utationsIandInovelIpolymorphismsIinIcodingIregionsIandIUTRsIofIstKeRaIandI–“wIgenesIinI
patientsIwithInonVsyndromicImentalIretardationWINeurogeneticsUI2006UIgUIeiVff 3 30

112 uxpandingItheIclinicalIspectrumIofItheIPxtqshVphenotypePIVIimplicationsIforImolecularIdiagnosticsUI
counselingIandIriskIpredictionWIClinicalhGeneticsUI2016UIhiUIefdVgc 4 29

111 tevelopmentalIdisordersIwithIintellectualIdisabilityIdrivenIbyIchromatinIdysregulationjIslinicalI
overlapsIandImolecularImechanismsWIClinicalhGeneticsUI2019UIieUIbcaVbdY 4 29

110 éuantitativeIt”qImethylationIanalysisIimprovesIepigenotypeVphenotypeIcorrelationsIinI
reckwithVWiedemannIsyndromeWIEpigeneticsUI2013UIhUIaYecVfY 5.7 28

109 vetalIgrowthIpatternsIinIreckwithVWiedemannIsyndromeWIClinicalhGeneticsUI2016UIiYUIbaVg 4 28

108 “icrotubuleVassociatedIproteinXmicrotubuleIaffinityVregulatingIkinaseIdIQ“qRKdRIplaysIaIroleIinIcellI
cycleIprogressionIandIcytoskeletalIdynamicsWIEuropeanhJournalhofhCellhBiologyUI2014UIicUIceeVfe 6.1 27

107 tevelopmentalIabnormalitiesIandIcancerIpredispositionIinIneurofibromatosisItypeIaWICurrenth
MolecularhMedicineUI2009UIiUIfcdVec 2.5 27

106 vromIWholeIweneIteletionItoIPointI“utationsIofIuPcYYVPositiveIRubinsteinVTaybiIPatientsjI”ewI
ynsightsIintoItheI“utationalISpectrumIandIPeculiarIslinicalIxallmarksWIHumanhMutationUI2016UIcgUIageVhc4.7 27

105
sorneliaIdeILangeIindividualsIwithInewIandIrecurrentIS“saqImutationsIenhanceIdelineationIofI
mutationIrepertoireIandIphenotypicIspectrumWIAmericanhJournalhofhMedicalhGeneticsuhParthAUI2013UI
afaqUIbiYiVai

2.5 26

104 sytogeneticIandImolecularIevaluationIofIbdaIsmallIsupernumeraryImarkerIchromosomesjI
cooperativeIstudyIofIaiIytalianIlaboratoriesWIGeneticshinhMedicineUI2005UIgUIfbYVe 8.1 26

103 vunctionalIanalysisIofIsplicingImutationsIinIexonIgIofI”vaIgeneWIBMChMedicalhGeneticsUI2007UIhUId 2.1 25

102
”onVrandomItrisomiesIofIchromosomesIeUIhIandIabIinItheIprolactinomaIsubVtypeIofIpituitaryI
adenomasjIconventionalIcytogeneticsIandIinterphaseIvySxIstudyWIInternationalhJournalhofhCancerUI
2000UIhfUIcddVeY

7.5 25

101 ”omenclatureIandIdefinitionIinIasymmetricIregionalIbodyIovergrowthWIAmericanhJournalhofhMedicalh
GeneticsuhParthAUI2017UIagcUIagceVagch 2.5 24

100 “olecularIcharacterizationIofIaImosaicI”yPrLIdeletionIinIaIsorneliaIdeILangeIpatientIwithIsevereI
phenotypeWIEuropeanhJournalhofhMedicalhGeneticsUI2013UIefUIachVdc 2.6 23

99 R”qIprocessingIdefectsIofItheIhelicaseIgeneIRuséLdIinIaIcompoundIheterozygousI
RothmundVThomsonIpatientWIAmericanhJournalhofhMedicalhGeneticshParthAUI2003UIabYqUIcieVi 23
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98 sharacterizationIofIaIcytogeneticIagqaaWbIdeletionIinIanI”vaIpatientIwithIaIcontiguousIgeneI
syndromeWIHumanhGeneticsUI1996UIihUIfdfVeY 6.3 23

97 qItumorIsuppressorIlocusIinIfamilialIandIsporadicIchordomaImapsItoIapcfWIInternationalhJournalhofh
CancerUI2000UIhgUIfhVgb 7.5 22

96 PathogenicIVariantsIinIandIinIwenesIforIwqrqaIReceptorISubunitiesIsauseIqtypicalIRettXRettVlikeI
PhenotypesWIInternationalhJournalhofhMolecularhSciencesUI2019UIbYUI 6.3 21

95 yntragenicIandIlargeI”yPrLIrearrangementsIrevealedIbyI“LPqIinIsorneliaIdeILangeIpatientsWI
EuropeanhJournalhofhHumanhGeneticsUI2012UIbYUIgcdVda 5.3 20

94 srypticIsubtelomericItranslocationItQbkafRQqcgkqbdRIsegregatingIinIaIfamilyIwithIunexplainedI
stillbirthsIandIaIdysmorphicUIslightlyIretardedIchildWIEuropeanhJournalhofhHumanhGeneticsUI2001UIiUIhhaVf 5.3 19

93
zuxtapositionIofIheterochromaticIandIeuchromaticIregionsIbyIchromosomalItranslocationImediatesI
aIheterochromaticIlongVrangeIpositionIeffectIassociatedIwithIaIsevereIneurologicalIphenotypeWI
MolecularhCytogeneticsUI2012UIeUIaf

2 17

92 PrenatalXneonatalIpathologyIinItwoIcasesIofIsorneliaIdeILangeIsyndromeIharboringInovelI
mutationsIofI”yPrLWIGeneticshinhMedicineUI2007UIiUIahhVid 8.1 17

91 uvidenceIbyIexpressionIanalysisIofIcandidateIgenesIforIcongenitalIheartIdefectsIinItheI”vaI
microdeletionIintervalWIAnnalshofhHumanhGeneticsUI2005UIfiUIeYhVaf 2.2 17

90 uxploringIbyIwholeIexomeIsequencingIpatientsIwithIinitialIdiagnosisIofIRubinsteinVTaybiIsyndromejI
theIinterconnectionsIofIepigeneticImachineryIdisordersWIHumanhGeneticsUI2019UIachUIbegVbfi 6.3 16

89 RothmundVThomsonISyndromejIynsightsIfromI”ewIPatientsIonItheIweneticIVariabilityIUnderpinningI
slinicalIPresentationIandIsancerI–utcomeWIInternationalhJournalhofhMolecularhSciencesUI2018UIaiUI 6.3 16

88
”arrowingItheIcandidateIregionIofIqlbrightIhereditaryIosteodystrophyVlikeIsyndromeIbyIdeletionI
mappingIinIaIpatientIwithIanIunbalancedIcrypticItranslocationItQbkfRQqcgWckqbfRWIAmericanhJournalhofh
MedicalhGeneticshParthAUI2003UIabbqUIbfaVe

16

87 “aternalIchromosomeIgIheteroXisodisomyIinISilverVRussellIsyndromeIandIPuwaIbiallelicIexpressionWI
ClinicalhDysmorphologyUI2000UIiUIaegVfb 0.9 16

86 somplexIrearrangementIinvolvingIipIdeletionIandIduplicationIinIaIsyndromicIpatientjI
genotypeXphenotypeIcorrelationIandIreviewIofItheIliteratureWIGeneUI2012UIeYbUIdYVe 3.8 15

85 tifferentialISignatureIofItheIsentrosomalI“qRKdIysoformsIinIwliomaWIAnalyticalhCellularhPathologyUI
2011UIcdUIcaiVcch 3.4 15

84 UpdateIonItheIcytogeneticsIandImolecularIgeneticsIofIchordomaWIHereditaryhCancerhinhClinicalh
PracticeUI2005UIcUIbiVda 2.3 15

83 vamilialIintragenicIduplicationIofIq”KRtaaIunderlyingIthreeIpatientsIofIKrwIsyndromeWIMolecularh
CytogeneticsUI2015UIhUIbY 2 14

82
qtypicalIRothmundVThomsonIsyndromeIinIaIpatientIwithIcompoundIheterozygousImutationsIinI
RuséLdIgeneIandIphenotypicIfeaturesIinIRuséLdIsyndromesWIEuropeanhJournalhofhPediatricsUI2008UI
afgUIageVha

4.1 14

81 vamilialIgastrointestinalIstromalItumorsUIlentiginesUIandIcafˆ'VauVlaitImaculesIassociatedIwithI
germlineIcVkitImutationItreatedIwithIimatinibWIInternationalhJournalhofhDermatologyUI2017UIefUIaieVbYa 1.7 13
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80 qudiologicalIfindingsUIgenotypeIandIclinicalIseverityIscoreIinIsorneliaIdeILangeIsyndromeWI
InternationalhJournalhofhPediatrichOtorhinolaryngologyUI2014UIghUIaYdeVh 1.7 13

79 wenomicIimbalancesIinIpatientsIwithIaIclinicalIpresentationIinItheIspectrumIofIsorneliaIdeILangeI
syndromeWIBMChMedicalhGeneticsUI2013UIadUIda 2.1 13

78 sombinedIcharacterizationIofIaIpituitaryIadenomaIandIaIsubcutaneousIlipomaIinIaI“u”aIpatientI
withIaIwholeIgeneIdeletionWICancerhGeneticsUI2011UIbYdUIcYiVae 2.3 13

77 vySxIcharacterizationIofItwoIsupernumeraryIrQaRIassociatedIwithIdistinctIclinicalIphenotypesWI
AmericanhJournalhofhMedicalhGeneticshParthAUI1999UIhdUIcggVchY 13

76 ViableIphenotypeIofIyL”urIsyndromeIwithoutInephroticIimpairmentIinIsiblingsIheterozygousIforI
unreportedIintegrinIalphacImutationsWIOrphanethJournalhofhRarehDiseasesUI2016UIaaUIacf 4.2 12

75
”ovelIphysiologicalIRuséLdIalternativeItranscriptIdisclosedIbyImolecularIcharacterisationIofI
RothmundVThomsonISyndromeIsibsIwithImildIphenotypeWIEuropeanhJournalhofhHumanhGeneticsUI
2014UIbbUIabihVcYd

5.3 12

74 slinicalIutilityIgeneIcardIforjIRothmundVThomsonIsyndromeWIEuropeanhJournalhofhHumanhGeneticsUI
2013UIbaUI 5.3 12

73 “olecularIcharacterizationIofIvRqXuVpositiveIsubjectsIwithImentalIimpairmentIinItwoIunrelatedI
ytalianIfamiliesWIAmericanhJournalhofhMedicalhGeneticshParthAUI1998UIgeUIcYdVcYh 12

72 UncommonIqluVmediatedI”vaImicrodeletionIwithIaIbreakpointIinsideItheI”vaIgeneWIGenomicsUI
2005UIheUIbgcVi 4.3 12

71 SmallIfamilialIsupernumeraryIringIchromosomeIbjIvySxIcharacterizationIandIgenotypeVphenotypeI
correlationWIAmericanhJournalhofhMedicalhGeneticshParthAUI2002UIaaaUIcaiVbc 12

70 wenotypeVphenotypeIcorrelationIinItwoIsetsIofImonozygoticItwinsIwithIWilliamsIsyndromeWI
AmericanhJournalhofhMedicalhGeneticshParthAUI1997UIfiUIaYgVaa 11

69
vySxIcharacterizationIofIaIsupernumeraryIrQaRQjjcenVVnqbbjjqbbVVnsqbajjRIchromosomeIassociatedI
withImultipleIanomaliesIandIbilateralIcataractsWIAmericanhJournalhofhMedicalhGeneticshParthAUI2001UI
aYdUIaegVfd

11

68
somplexIdeInovoIchromosomalIrearrangementIatIaeqaaVqacIinvolvingIanIintrachromosomalI
triplicationIinIaIpatientIwithIaIsevereIneuropsychologicalIphenotypejIclinicalIreportIandIreviewIofI
theIliteratureWIAmericanhJournalhofhMedicalhGeneticsuhParthAUI2015UIafgqUIbbaVcY

2.5 10

67 qIbalancedIreciprocalItranslocationItQaYkaeRQqbbWckqbfWaRIinterruptingIqsq”IgeneIinIaIfamilyIwithI
proportionateIshortIstatureWIJournalhofhEndocrinologicalhInvestigationUI2018UIdaUIibiVicf 5.2 10

66 iPSsVderivedIneuronsIofIsRurrPVIandIuPcYYVmutatedIRubinsteinVTaybiIsyndromeIpatientsIshowI
morphologicalIalterationsIandIhypoexcitabilityWIStemhCellhResearchUI2018UIcYUIacYVadY 1.6 10

65 vySxIcharacterizationIofIsmallIsupernumeraryImarkerIchromosomesIinItwoIPraderVWilliIpatientsWI
AmericanhJournalhofhMedicalhGeneticshParthAUI1997UIfhUIiiVaYd 10

64 KaryotypicIcharacterizationIofIaInewIhumanIembryonalIrhabdomyosarcomaIcellIlineWICancerh
GeneticshandhCytogeneticsUI1991UIedUIhcVi 10

63 ”ewIcaseIofItrichorinophalangealIsyndromeVlikeIphenotypeIwithIaIdeInovoItQbkhRQpafWakqbcWcRI
translocationIwhichIdoesInotIdisruptItheITRPSaIgeneWIBMChMedicalhGeneticsUI2014UIaeUIeb 2.1 9
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62
SuggestiveIevidenceIonItheIinvolvementIofIpolypyrimidineVtractIbindingIproteinIinIregulatingI
alternativeIsplicingIofI“qPXmicrotubuleIaffinityVregulatingIkinaseIdIinIgliomaWICancerhLettersUI2015UI
ceiUIhgVif

9.9 9

61 –verallIandIalleleVspecificIexpressionIofItheIS“saqIgeneIinIfemaleIsorneliaIdeILangeIsyndromeI
patientsIandIhealthyIcontrolsWIEpigeneticsUI2014UIiUIigcVi 5.7 9

60 iqcdWcImicroduplicationsIleadItoIneurodevelopmentalIdisordersIthroughIux“TaIoverexpressionWI
NeurogeneticsUI2019UIbYUIadeVaed 3 8

59 vunctionalIcharacterisationIofIaInovelImutationIaffectingItheIcatalyticIdomainIofI““PbIinIsiblingsI
withImulticentricIosteolysisUInodulosisIandIarthropathyWIJournalhofhHumanhGeneticsUI2014UIeiUIfcaVg 4.3 8

58 slinicalIutilityIgeneIcardIforjIpoikilodermaIwithIneutropeniaWIEuropeanhJournalhofhHumanhGeneticsUI
2013UIbaUI 5.3 8

57 qIabWdI“bIduplicationIofIagqaaWbqabIinIaIpatientIwithIpsychomotorIdevelopmentalIdelayIandI
minorIanomaliesWIEuropeanhJournalhofhMedicalhGeneticsUI2010UIecUIcbeVh 2.6 8

56 qIabVbpIdeletionIQghahdelabRIinItheIcVkitIprotooncogeneIinIaIlargeIytalianIkindredIwithIpiebaldismWI
HumanhMutationUI1995UIfUIcdcVe 4.7 8

55 qIzebrafishImodelIofIPoikilodermaIwithI”eutropeniaIrecapitulatesItheIhumanIsyndromeIhallmarksI
andItracesIbackIneutropeniaItoItheImyeloidIprogenitorWIScientifichReportsUI2015UIeUIaehad 4.9 7

54 tesignIandIvalidationIofIaIpericentromericIrqsIcloneIsetIaimedIatIimprovingIdiagnosisIandI
phenotypeIpredictionIofIsupernumeraryImarkerIchromosomesWIMolecularhCytogeneticsUI2013UIfUIde 2 7

53 qInovelImosaicI”StaIintragenicIdeletionIinIaIpatientIwithIanIatypicalIphenotypeWIAmericanhJournalh
ofhMedicalhGeneticsuhParthAUI2013UIafaqUIfaaVh 2.5 7

52
ynterstitialItelomeresIofIanIinvQiRQpaaWbkqcdRIinvolvedIinIaIjumpingItranslocationIfoundIinIaIwomanI
throughIaIstableIunbalancedItranslocationIinIherImalformedIchildWIJournalhofhMedicalhGeneticsUI2002
UIciUIedb

5.8 7

51 “olecularIutiologyItisclosedIbyIqrrayIswxIinIPatientsIWithISilverVRussellISyndromeIorISimilarI
PhenotypesWIFrontiershinhGeneticsUI2019UIaYUIiee 4.5 7

50 gpbbWaImicroduplicationIsyndromejIslinicalIandImolecularIcharacterizationIofIanIadultIcaseIandI
reviewIofItheIliteratureWIEuropeanhJournalhofhMedicalhGeneticsUI2015UIehUIeghVhc 2.6 6

49 TranscriptomeIqnalysisIofIiPSsVterivedI”euronsIfromIRubinsteinVTaybiIPatientsIRevealsIteficitsIinI
”euronalItifferentiationWIMolecularhNeurobiologyUI2020UIegUIcfheVcgYa 6.2 6

48 uxpandingItheIroleIofItheIsplicingIUSraIgeneIfromIPoikilodermaIwithI”eutropeniaItoIacquiredI
myeloidIneoplasmsWIBritishhJournalhofhHaematologyUI2015UIagaUIeegVfe 4.5 6

47 teletionIofItheIqPaSbIgeneIinIaIchildIwithIpsychomotorIdelayIandIhypotoniaWIEuropeanhJournalhofh
MedicalhGeneticsUI2012UIeeUIabdVg 2.6 6

46
RefinedIvySxIcharacterizationIofIaIdeInovoIapbbVpcfWbIparacentricIinversionIandIassociatedI
apbaVbbIdeletionIinIaIpatientIwithIsignsIofIapcfImicrodeletionIsyndromeWIAmericanhJournalhofh
MedicalhGeneticshParthAUI2001UIiiUIcYhVac

6

45
TestingIsingleXcombinedIclinicalIcategoriesIonIeaaYIytalianIpatientsIwithIdevelopmentalI
phenotypesItoIimproveIarrayVbasedIdetectionIrateWIMolecularhGeneticshoamp;hGenomichMedicineUI
2020UIhUIeaYef

2.3 6
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44
wenerationIofIthreeIiPSsIlinesIQyqyiYYbUIyqyiYYdUIyqyiYYcRIfromIRubinsteinVTaybiIsyndromeIaIpatientsI
carryingIsRurrPInonIsenseIcWddcewnTUIpWQwlyadgiSRIandIcWcdgdwnqUIpWQTrpaaehSRIandImissenseI
cWdfbgwnTUIpWQqspaedcTyrRImutationsWIStemhCellhResearchUI2019UIdYUIaYaeec

1.6 5

43 qssessmentIofIintrafamilialIclinicalIvariabilityIofIpoikilodermaIwithIneutropeniaIbyIaIaYVyearI
followVupIofIthreeIaffectedIsiblingsWIEuropeanhJournalhofhMedicalhGeneticsUI2019UIfbUIgcVgf 2.6 5

42 qIrareIchromosomeIeIheterochromaticIvariantIderivedIfromIinsertionIofIiqhIsatelliteIcIsequencesWI
ChromosomehResearchUI1998UIfUIdaaVd 4.4 5

41 TranslocationIQgkagRQqbbkpacRIasIaIsoleIkaryotypicIchangeIinIanIadrenalIadenomaWICancerhGeneticsh
andhCytogeneticsUI1998UIaYcUIahYVa 5

40 RingIshromosomeIbYISyndromejIweneticsUIslinicalIsharacteristicsUIandI–verlappingIPhenotypesWI
FrontiershinhNeurologyUI2020UIaaUIfacYce 4.1 5

39
wenomicIevidenceIversusIcharacterisationIofIaIsingleIQagkbbRItranslocationIonI”vaIgeneIduplicationjI
lessonsIfromIdeletionsIinIKbalancedKIchromosomalIrearrangementsWIReplyWIHumanhGeneticsUI2002UI
aaaUIdfhVdfi

6.3 4
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