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CellUI2021UIbcUIZeeaVZefY 4.5 2
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SyndromeIsubjectsWIHumandCellUI2020UIbbUIcfeVcfg 4.5

192 wumaninIgeneIexpressionIinIfibroblastIofIsownIsyndromeIsubjectsWIInternationaldJournaldofdMedicald
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seInovoIS™pRrpaIvariantsIclusteredIoutsideItheIhelicaseIdomainIcauseIaInewIrecognizableI
syndromeIwithIintellectualIdisabilityIandIblepharophimosisIdistinctIfromINicolaidesVqaraitserI
syndromeWIGeneticsdindMedicineUI2020UIaaUIZgbgVZgdY

8.1 8

188 StructuralIbrainIanomaliesIinIrriVduVrhatIsyndromeiI™RxIfindingsIinIZcIpatientsIandIpossibleI
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transmissionWISciencedAdvancesUI2019UIdUIeaaxaZee 14.3 16

184 seInovoIvariantsIinIuqXüZZIcauseIaIsyndromicIformIofIintellectualIdisabilityIwithIbehavioralI
problemsIandIdysmorphismsWIEuropeandJournaldofdHumandGeneticsUI2019UIafUIfbgVfce 5.3 11

183 tnablingIvlobalIrlinicalIrollaborationsIonIxdentifiableIPatientIsataiITheI™inervaIxnitiativeWIFrontiersd
indGeneticsUI2019UIZYUIeZZ 4.5 7

182 ronsolidatingItheIRoleIofITsPaI™utationsIinIRecessiveISpinocerebellarIptaxiaIpssociatedIwithI
PediatricIünsetIsrugIResistantItpilepsyIandIxntellectualIsisabilityIQSrpRabRWICerebellumUI2019UIZgUIhfaVhfd4.3 10

181 sisruptiveImutationsIinITpNraIdefineIaIneurodevelopmentalIsyndromeIassociatedIwithIpsychiatricI
disordersWINaturedCommunicationsUI2019UIZYUIcefh 17.4 21

180 RareIvariantsIinItheIgeneticIbackgroundImodulateIcognitiveIandIdevelopmentalIphenotypesIinI
individualsIcarryingIdiseaseVassociatedIvariantsWIGeneticsdindMedicineUI2019UIaZUIgZeVgad 8.1 71
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MedicaldGeneticsUI2019UIaYUIc 2.1 13
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6.3 6
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cerebellarIatrophyUIandIbehavioralIdisorderWIEuropeandJournaldofdHumandGeneticsUI2019UIafUIdhcVeYa 5.3 8

176 rlinicalIPresentationIofIaIromplexINeurodevelopmentalIsisorderIrausedIbyI™utationsIinIpsNPWI
BiologicaldPsychiatryUI2019UIgdUIagfVahf 7.9 55

175 TheIepilepsyIphenotypicIspectrumIassociatedIwithIaIrecurrentIrUXaIvariantWIAnnalsdofdNeurologyUI
2018UIgbUIhaeVhbc 9.4 11

174 TruncatingIVariantsIinINppZdIpreIpssociatedIwithIVariableI’evelsIofIxntellectualIsisabilityUIputismI
SpectrumIsisorderUIandIrongenitalIpnomaliesWIAmericandJournaldofdHumandGeneticsUI2018UIZYaUIhgdVhhc 11 26
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171 uaciesiItheIvalueIofIanIoldIdiagnosticItipIinIpediatricIdermatologyWIGiornaledItalianodDidDermatologiad
EdVenereologiaUI2018UIZdbUIfZeVfaZ 0.8

170 pIgenotypeVfirstIapproachIidentifiesIanIintellectualIdisabilityVoverweightIsyndromeIcausedIbyIPwxPI
haploinsufficiencyWIEuropeandJournaldofdHumandGeneticsUI2018UIaeUIdcVeb 5.3 23

169 NextIvenerationISequencingIexpressionIprofilingIofImitochondrialIsubunitsIinImenIwithIzlinefelterI
syndromeWIInternationaldJournaldofdMedicaldSciencesUI2018UIZdUIbZVbd 3.7 7

168
TheI™ethylenetetrahydrofolateIReductaseIreffTIPolymorphismIandIRiskIforI’ateVünsetI
plzheimerPsIdiseaseiIuurtherItvidenceIinIanIxtalianI™ulticenterIStudyWIJournaldofdAlzheimerlsdDiseaseUI
2017UIdeUIZcdZVZcdf

4.3 17

167 TargetedIsequencingIidentifiesIhZIneurodevelopmentalVdisorderIriskIgenesIwithIautismIandI
developmentalVdisabilityIbiasesWINaturedGeneticsUI2017UIchUIdZdVdae 36.3 283

166 wotspotsIofImissenseImutationIidentifyIneurodevelopmentalIdisorderIgenesIandIfunctionalI
domainsWINaturedNeuroscienceUI2017UIaYUIZYcbVZYdZ 25.5 94

165 SearchingIforInewIpharmacologicalItargetsIforItheItreatmentIofIplzheimerPsIdiseaseIinIsownI
syndromeWIEuropeandJournaldofdPharmacologyUI2017UIgZfUIfVZh 5.3 10

164 pIpolymorphismIQrsZYcadaaRIinITPdbIgeneIisIaIriskIfactorIforIsownISyndromeIinISicilianImothersWI
JournaldofdMaternalsFetaldanddNeonataldMedicineUI2017UIbYUIafdaVafdc 2 1

163 ™utationIspectrumIofINuZIgeneIinIxtalianIpatientsIwithIneurofibromatosisItypeIZIusingIxonITorrentI
Pv™â�¢IplatformWIEuropeandJournaldofdMedicaldGeneticsUI2017UIeYUIhbVhh 2.6 23

162 TheIzoolenVdeIVriesIsyndromeiIaIphenotypicIcomparisonIofIpatientsIwithIaIZfqaZWbZImicrodeletionI
versusIaIzpNS’ZIsequenceIvariantWIEuropeandJournaldofdHumandGeneticsUI2016UIacUIedaVh 5.3 57

161 ’owIp™wIlevelsIasIaImarkerIofIreducedIovarianIreserveIinIyoungIwomenIaffectedIbyIsownPsI
syndromeWIMenopauseUI2016UIabUIZacfVZadZ 2.5 2

160 sisruptiveIdeInovoImutationsIofIsYRzZpIleadItoIaIsyndromicIformIofIautismIandIxsWIMoleculard
PsychiatryUI2016UIaZUIZaeVba 15.1 90

159 txpressionIofIPhosphodiesteraseIcqIcp™PVSpecificIveneIinISubjectsIWithIrryptorchidismIandI
sownPsISyndromeWIJournaldofdClinicaldLaboratorydAnalysisUI2016UIbYUIZheVh 3 3

158 sisruptionIofIPüvZIxsIpssociatedIwithIxntellectualIsisabilityIandIputismISpectrumIsisordersWI
AmericandJournaldofdHumandGeneticsUI2016UIhgUIdcZVdda 11 89

157 ™trPaImissenseImutationsIoutsideItheIcanonicalI™qsIandITRsIdomainsIinImalesIwithIintellectualI
disabilityWIJournaldofdHumandGeneticsUI2016UIeZUIhdVZYZ 4.3 18

156
pI™ultiplexIPrRVqasedINextVvenerationISequencingIppproachIwasIsetectedIaIrommonI’argeI
seletionIinISTSIveneIinIaIPatientIwithIXV’inkedIxchthyosisWIJournaldofdBiomedicaldSciencedandd
EngineeringUI2016UIYhUIbbfVbcZ

0.7

155 zillerVspecificIsecretoryIQzspbfRIgeneIexpressionIinIsubjectsIwithIsownPsIsyndromeWINeurologicald
SciencesUI2016UIbfUIfhbVd 3.5 4

154 pnIinflammatoryIandItrophicIdisconnectIbiomarkerIprofileIrevealedIinIsownIsyndromeIplasmaiI
RelationItoIcognitiveIdeclineIandIlongitudinalIevaluationWIAlzheimerlsdanddDementiaUI2016UIZaUIZZbaVZZcg1.2 62
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153 pInovelIspliceIacceptorIsiteImutationIinItheIpTPapaIgeneIinIaIfamilyIwithIsarierIdiseaseWIGiornaled
ItalianodDidDermatologiadEdVenereologiaUI2016UIZdZUIdgaVd 0.8

152 NuVkqZIgeneIexpressionIinIsownIsyndromeIpatientsWINeurologicaldSciencesUI2015UIbeUIZYedVe 3.5 4

151 ™utationsIinIssXbXIpreIaIrommonIrauseIofIUnexplainedIxntellectualIsisabilityIwithI
venderVSpecificItffectsIonIWntISignalingWIAmericandJournaldofdHumandGeneticsUI2015UIhfUIbcbVda 11 136

150 TargetIsequencingIapproachIintendedItoIdiscoverInewImutationsIinInonVsyndromicIintellectualI
disabilityWIMutationdResearchdsdFundamentaldanddMoleculardMechanismsdofdMutagenesisUI2015UIfgZUIbaVe 3.3 6

149 xnIuteroIgeneItherapyIrescuesImicrocephalyIcausedIbyIPqbpZVhypofunctionIinIneuralIstemI
progenitorIcellsWIMoleculardPsychiatryUI2015UIaYUIcdhVfZ 15.1 22

148 RecurrentIduplicationsIofIZfqZaIassociatedIwithIvariableIphenotypesWIAmericandJournaldofdMedicald
GeneticsrdPartdAUI2015UIZefpUIbYbgVcd 2.5 17

147
ResponseItoIPhelanIzWIetIalWiIletterItoItheIeditorIregardingIsisciglioIetIaliIinterstitialIaaqZbI
deletionsInotIinvolvingISwpNzbIgeneiIaInewIcontiguousIgeneIsyndromeWIAmericandJournaldofd
MedicaldGeneticsrdPartdAUI2015UIZefUIZegZ

2.5 1

146 TargetedINextVvenerationISequencingIpnalysisIofIZUYYYIxndividualsIwithIxntellectualIsisabilityWI
HumandMutationUI2015UIbeUIZZhfVaYc 4.7 122

145 txcessIofIrunsIofIhomozygosityIisIassociatedIwithIsevereIcognitiveIimpairmentIinIintellectualI
disabilityWIGeneticsdindMedicineUI2015UIZfUIbheVh 8.1 16

144 pISWxXSNuVrelatedIautismIsyndromeIcausedIbyIdeInovoImutationsIinIpsNPWINaturedGeneticsUI2014UI
ceUIbgYVc 36.3 197

143 sefinitionIofIminimalIduplicatedIregionIencompassingItheIXxpPIandISTpvaIgenesIinItheIXqadI
microduplicationIsyndromeWIAmericandJournaldofdMedicaldGeneticsrdPartdAUI2014UIZecpUIZhabVbY 2.5 12

142 sisruptionIofItheIpSTNaXTRx™baIlocusIatIhqbbWZIisIaIriskIfactorIinImalesIforIautismIspectrumI
disordersUIpswsIandIotherIneurodevelopmentalIphenotypesWIHumandMoleculardGeneticsUI2014UIabUIafdaVeg5.6 104

141 RefiningIanalysesIofIcopyInumberIvariationIidentifiesIspecificIgenesIassociatedIwithIdevelopmentalI
delayWINaturedGeneticsUI2014UIceUIZYebVfZ 36.3 429

140 TheI™TRRIeepmvIpolymorphismIandImaternalIriskIofIbirthIofIaIchildIwithIsownIsyndromeIinI
raucasianIwomeniIaIcaseVcontrolIstudyIandIaImetaVanalysisWIMoleculardBiologydReportsUI2014UIcZUIddfZVgb2.8 17

139 sisruptiveIrwsgImutationsIdefineIaIsubtypeIofIautismIearlyIinIdevelopmentWICellUI2014UIZdgUIaebVafe 56.2 467

138 xnterstitialIaaqZbIdeletionsInotIinvolvingISwpNzbIgeneiIaInewIcontiguousIgeneIsyndromeWI
AmericandJournaldofdMedicaldGeneticsrdPartdAUI2014UIZecpUIZeeeVfe 2.5 36

137 xncreasedIuvubIandIuvucIgeneIdosageIisIaIriskIfactorIforIcraniosynostosisWIGeneUI2014UIdbcUIcbdVh 3.8 13

136 TheItranscriptionalIregulatorIpsNPIlinksItheIqpuIQSWxXSNuRIcomplexesIwithIautismWIAmericand
JournaldofdMedicaldGeneticsrdPartdC:dSeminarsdindMedicaldGeneticsUI2014UIZeerUIbZdVae 3.1 53
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135 sefinitionIofIdqZZWaImicrodeletionIsyndromeIrevealsIoverlapIwithIrwpRvtIsyndromeIandIaaqZZI
deletionIsyndromeIphenotypesWIAmericandJournaldofdMedicaldGeneticsrdPartdAUI2014UIZecpUIagcbVg 2.5 7

134 veneIexpressionIprofilingIandIqRTVPrRIexpressionIofIRRPZqUIPrNTUIzxuaZpIandIpsRqaIinI
leucocytesIofIsownâ��sIsyndromeIsubjectsWIJournaldofdGeneticsUI2014UIhbUIZgVab 1.2 1

133 rpSPbIproteinIexpressionIbyIflowIcytometryIinIsownPsIsyndromeIsubjectsWIHumandCellUI2014UIafUIcbVd 4.5 1

132 epaaWbIdeletioniIreportIofIaIpatientIwithIautismUIsevereIintellectualIdisabilityIandI
electroencephalographicIanomaliesWIMoleculardCytogeneticsUI2013UIeUIc 2 18

131 xdentificationIofIpathogenicIgeneIvariantsIinIsmallIfamiliesIwithIintellectuallyIdisabledIsiblingsIbyI
exomeIsequencingWIJournaldofdMedicaldGeneticsUI2013UIdYUIgYaVZZ 5.8 70

130 PolyIQpsPVriboseRIpolymeraseIZIexpressionIinIfibroblastsIofIsownIsyndromeIsubjectsWIOpend
MedicinedmPolandnUI2013UIgUIfeaVfed 2.2

129 bqahImicrodeletionIsyndromeiIrognitiveIandIbehavioralIphenotypeIinIfourIpatientsWIAmericand
JournaldofdMedicaldGeneticsrdPartdAUI2013UIZeZpUIbYZgVaa 2.5 15

128
TheIduplicationIZfpZbWbIphenotypeiIanalysisIofIaZIfamiliesIdelineatesIdevelopmentalUIbehavioralI
andIbrainIabnormalitiesUIandIrareIvariantIphenotypesWIAmericandJournaldofdMedicaldGeneticsrdPartdAUI
2013UIZeZpUIZgbbVda

2.5 42

127 TheI™TRIafdepmvIpolymorphismIandImaternalIriskIofIbirthIofIaIchildIwithIsownIsyndromeiIaI
caseVcontrolIstudyIandIaImetaVanalysisWIMoleculardBiologydReportsUI2013UIcYUIehZbVad 2.8 12

126 PericentrinIexpressionIinIsownPsIsyndromeWINeurologicaldSciencesUI2013UIbcUIaYabVd 3.5 2

125 SPpvdImRNpIisIoverVexpressedIinIperipheralIbloodIleukocytesIofIpatientsIwithIsownPsIsyndromeI
andIcryptorchidismWINeurologicaldSciencesUI2013UIbcUIdchVdZ 3.5 8

124 zxuaZpImRNpIexpressionIinIpatientsIwithIsownIsyndromeWINeurologicaldSciencesUI2013UIbcUIdehVfZ 3.5 6

123 PhenotypicIspectrumIandIprevalenceIofIxNPPdtImutationsIinIyoubertIsyndromeIandIrelatedI
disordersWIEuropeandJournaldofdHumandGeneticsUI2013UIaZUIZYfcVg 5.3 45

122 sN™TbqIpromoterIpolymorphismsIandImaternalIriskIofIbirthIofIaIchildIwithIsownIsyndromeWI
HumandReproductionUI2013UIagUIdcdVdY 5.7 21

121 RapidIandIaccurateIlargeVscaleIgenotypingIofIduplicatedIgenesIandIdiscoveryIofIinterlocusIgeneI
conversionsWINaturedMethodsUI2013UIZYUIhYbVh 21.6 30

120
™ultiplexIligationVdependentIprobeIamplificationIdetectionIofIanIunknownIlargeIdeletionIofItheI
rRtqVbindingIproteinIgeneIinIaIpatientIwithIRubinsteinVTaybiIsyndromeWIGeneticsdanddMoleculard
ResearchUI2013UIZaUIagYhVZd

1.2 5

119 txpressionIofISTRqPImRNpIinIpatientsIwithIcryptorchidismIandIsownPsIsyndromeWIJournaldofd
EndocrinologicaldInvestigationUI2012UIbdUIdVf 5.2 10

118 pIdeInovoIgqaaWaVacWbIduplicationIinIaIpatientIwithImildIphenotypeWIEuropeandJournaldofdMedicald
GeneticsUI2012UIddUIefVfY 2.6 16
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117 PTtNIgeneiIaImodelIforIgeneticIdiseasesIinIdermatologyWIScientificdWorlddJournalrdTheUI2012UIaYZaUIadacdf2.2 14

116 txpressionIofI’sürZImRNpIinIleucocytesIofIpatientsIwithIsownâ��sIsyndromeWIJournaldofdGeneticsUI
2012UIhZUIhdVhg 1.2 3

115 txpressionIofI’sürZImRNpIinIleucocytesIofIpatientsIwithIsownPsIsyndromeWIJournaldofdGeneticsUI
2012UIhZUIhdVg 1.2 1

114 veneIexpressionIprofilingIandIqRTVPrRIexpressionIofIRRPZqUIPrNTUIzxuaZpIandIpsRqaIinI
leucocytesIofIsownPsIsyndromeIsubjectsWIJournaldofdGeneticsUI2012UIhZUIeZgVab 1.2 5

113 sefinitionIofItheIneurologicalIphenotypeIassociatedIwithIdupIQXRQpZZWaaVpZZWabRWIEpilepticd
DisordersUI2011UIZbUIacYVdZ 1.9 6

112 sifferentialIexpressionIofIPpRPZImRNpIinIleucocytesIofIpatientsIwithIsownPsIsyndromeWIJournaldofd
GeneticsUI2011UIhYUIcehVfa 1.2 5

111
pssessmentIofIaqabWZImicrodeletionIsyndromeIimplicatesI™qsdIasIaIsingleIcausalIlocusIofI
intellectualIdisabilityUIepilepsyUIandIautismIspectrumIdisorderWIAmericandJournaldofdHumandGeneticsUI
2011UIghUIddZVeb

11 166

110 TheIPittVwopkinsIsyndromeiIreportIofIZeInewIpatientsIandIclinicalIdiagnosticIcriteriaWIAmericand
JournaldofdMedicaldGeneticsrdPartdAUI2011UIZddpUIZdbeVcd 2.5 46

109 ™olecularImechanismsIgeneratingIandIstabilizingIterminalIaaqZbIdeletionsIinIccIsubjectsIwithI
PhelanX™csermidIsyndromeWIPLoSdGeneticsUI2011UIfUIeZYYaZfb 6 132

108 RelativeIburdenIofIlargeIrNVsIonIaIrangeIofIneurodevelopmentalIphenotypesWIPLoSdGeneticsUI2011UI
fUIeZYYabbc 6 232

107 TheIaqabWZImicrodeletionIsyndromeiIclinicalIandIbehaviouralIphenotypeWIEuropeandJournaldofd
HumandGeneticsUI2010UIZgUIZebVfY 5.3 65

106 pIrecurrentIZepZaWZImicrodeletionIsupportsIaItwoVhitImodelIforIsevereIdevelopmentalIdelayWI
NaturedGeneticsUI2010UIcaUIaYbVh 36.3 461

105 uamilialIZWZI™bIdeletionIinIchromosomeIXqaaWZIassociatedIwithImentalIretardationIandI
behaviouralIdisordersIinIfemaleIpatientsWIEuropeandJournaldofdMedicaldGeneticsUI2010UIdbUIZZbVe 2.6 18

104 pnIunusualIpresentationIofIqeckerINevusWIEuropeandJournaldofdDermatologyUI2010UIaYUIdaaVb 0.8 4

103 TheIrlinicalItvaluationIofIPatientsIwithI™entalIRetardationXxntellectualIsisabilityWIMonographsdind
HumandGeneticsUI2010UIdfVee 2

102 rommonIpathologicalImutationsIinIPQqPZIinduceInonsenseVmediatedImRNpIdecayIandIenhanceI
exclusionIofItheImutantIexonWIHumandMutationUI2010UIbZUIhYVg 4.7 14

101 NovelIT™t™efImutationsIandIgenotypeVphenotypeIcorrelatesIinImeckelinVrelatedIciliopathiesWI
HumandMutationUI2010UIbZUItZbZhVbZ 4.7 57

100 secreasedIexpressionIofIvRpuZXüPwNVZV’IinItheIXVlinkedIalphaIthalassemiaImentalIretardationI
syndromeWIBMCdMedicaldGenomicsUI2010UIbUIag 3.7 10
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99 TheImolecularIlandscapeIofIpSP™ImutationsIinIprimaryImicrocephalyWIJournaldofdMedicaldGeneticsUI
2009UIceUIachVdb 5.8 76

98 txpandingIrtPahYImutationalIspectrumIinIciliopathiesWIAmericandJournaldofdMedicaldGeneticsrdPartdA
UI2009UIZchpUIaZfbVgY 2.5 24

97 ™zSbXT™t™efImutationsIareIaImajorIcauseIofIrüprwISyndromeUIaIyoubertISyndromeIrelatedI
disorderIwithIliverIinvolvementWIHumandMutationUI2009UIbYUItcbaVca 4.7 72

96 SPpNXVqIandISPpNXVrIQXqafIregionRIgeneIdosageIanalysisIinIsownPsIsyndromeIsubjectsIwithI
undescendedItestesWIJournaldofdGeneticsUI2009UIggUIhbVf 1.2 1

95 ZdqZbWbImicrodeletionsIincreaseIriskIofIidiopathicIgeneralizedIepilepsyWINaturedGeneticsUI2009UIcZUIZeYVa36.3 454

94 venomeIrearrangementsIinIpatientsIwithIblepharophimosisUImentalIretardationIandI
hypothyroidismUIsoVcalledIYoungVSimpsonIsyndromeWIClinicaldGeneticsUI2009UIfeUIaZYVb 4 3

93
romplexIsegmentalIduplicationsImediateIaIrecurrentIdupQXRQpZZWaaVpZZWabRIassociatedIwithI
mentalIretardationUIspeechIdelayUIandIttvIanomaliesIinImalesIandIfemalesWIAmericandJournaldofd
HumandGeneticsUI2009UIgdUIbhcVcYY

11 56

92
romplexISegmentalIsuplicationsI™ediateIaIRecurrentIdupQXRQpZZWaaVpZZWabRIpssociatedIwithI
™entalIRetardationUISpeechIselayUIandIttvIpnomaliesIinI™alesIandIuemalesWIAmericandJournaldofd
HumandGeneticsUI2009UIgdUIcZh

11 2

91 uourteenInewIcasesIcontributeItoItheIcharacterizationIofItheIfqZZWabImicroduplicationIsyndromeWI
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