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disordersWIEuropeandJournaldofdHumandGeneticsUI2013UIaZUIZYfcVg 5.3 45

158
TheIduplicationIZfpZbWbIphenotypeiIanalysisIofIaZIfamiliesIdelineatesIdevelopmentalUIbehavioralI
andIbrainIabnormalitiesUIandIrareIvariantIphenotypesWIAmericandJournaldofdMedicaldGeneticsrdPartdAUI
2013UIZeZpUIZgbbVda

2.5 42

157 pIgeneIforIuvIsyndromeImapsIinItheIXqZaVqaZWbZIregionI1997UIfbUIgfVhY 40

156 eqIterminalIdeletionIsyndromeIassociatedIwithIaIdistinctiveIttvIandIclinicalIpatterniIaIreportIofI
fiveIcasesWIEpilepsiaUI2006UIcfUIgbYVg 6.4 39

155 wypersensitivityItoIaromaticIanticonvulsantsiIinIvivoIandIinIvitroIcrossVreactivityIstudiesWICurrentd
PharmaceuticaldDesignUI2006UIZaUIbbfbVgZ 3.3 37

154 xnterstitialIaaqZbIdeletionsInotIinvolvingISwpNzbIgeneiIaInewIcontiguousIgeneIsyndromeWI
AmericandJournaldofdMedicaldGeneticsrdPartdAUI2014UIZecpUIZeeeVfe 2.5 36

Corrado Romano

4



153 PerforatingImiliaVlikeIidiopathicIcalcinosisIcutisIandIperiorbitalIsyringomasIinIaIgirlIwithIsownI
syndromeWIPediatricdDermatologyUI1994UIZZUIadgVeY 1.9 36

152 ’ocalizedIelastosisIperforansIserpiginosaIinIaIboyIwithIsownIsyndromeWIPediatricdDermatologyUI
1997UIZcUIaccVe 1.9 32

151 SchizophreniaIinIaIpatientIwithIsubtelomericIduplicationIofIchromosomeIaaqWIClinicaldGeneticsUI
2007UIfZUIdhhVeYZ 4 32

150 womocysteineIandIrelatedIgeneticIpolymorphismsIinIsownPsIsyndromeIxQWIJournaldofdNeurologyrd
NeurosurgerydanddPsychiatryUI2005UIfeUIfYeVh 5.5 32

149 tnvironmentalIinfluenceIonItheIworldwideIprevalenceIofIaIfferVmvIvariantIinItheItranscobalaminI
geneIQTrNaRWIJournaldofdMedicaldGeneticsUI2007UIccUIbebVf 5.8 31

148 RapidIandIaccurateIlargeVscaleIgenotypingIofIduplicatedIgenesIandIdiscoveryIofIinterlocusIgeneI
conversionsWINaturedMethodsUI2013UIZYUIhYbVh 21.6 30

147 ureeIandItotalIleptinIserumIlevelsIandIsolubleIleptinIreceptorsIlevelsIinItwoImodelsIofIgeneticI
obesityiItheIPraderVWilliIandItheIsownIsyndromesWIMetabolism:dClinicaldanddExperimentalUI2007UIdeUIZYfeVgY12.7 27

146 TruncatingIVariantsIinINppZdIpreIpssociatedIwithIVariableI’evelsIofIxntellectualIsisabilityUIputismI
SpectrumIsisorderUIandIrongenitalIpnomaliesWIAmericandJournaldofdHumandGeneticsUI2018UIZYaUIhgdVhhc 11 26

145 ’argeVscaleItargetedIsequencingIidentifiesIriskIgenesIforIneurodevelopmentalIdisordersWINatured
CommunicationsUI2020UIZZUIchba 17.4 25

144 txpandingIrtPahYImutationalIspectrumIinIciliopathiesWIAmericandJournaldofdMedicaldGeneticsrdPartdA
UI2009UIZchpUIaZfbVgY 2.5 24

143 ™utationIspectrumIofINuZIgeneIinIxtalianIpatientsIwithIneurofibromatosisItypeIZIusingIxonITorrentI
Pv™â�¢IplatformWIEuropeandJournaldofdMedicaldGeneticsUI2017UIeYUIhbVhh 2.6 23

142 pIgenotypeVfirstIapproachIidentifiesIanIintellectualIdisabilityVoverweightIsyndromeIcausedIbyIPwxPI
haploinsufficiencyWIEuropeandJournaldofdHumandGeneticsUI2018UIaeUIdcVeb 5.3 23

141 xnIuteroIgeneItherapyIrescuesImicrocephalyIcausedIbyIPqbpZVhypofunctionIinIneuralIstemI
progenitorIcellsWIMoleculardPsychiatryUI2015UIaYUIcdhVfZ 15.1 22

140 xchthyosisIandIneutralIlipidIstorageIdiseaseWIAmericandJournaldofdMedicaldGeneticsdPartdAUI1988UIahUIbffVga 22

139 sisruptiveImutationsIinITpNraIdefineIaIneurodevelopmentalIsyndromeIassociatedIwithIpsychiatricI
disordersWINaturedCommunicationsUI2019UIZYUIcefh 17.4 21

138 sN™TbqIpromoterIpolymorphismsIandImaternalIriskIofIbirthIofIaIchildIwithIsownIsyndromeWI
HumandReproductionUI2013UIagUIdcdVdY 5.7 21

137 NarrowingItheIcandidateIregionIforIcongenitalIdiaphragmaticIherniaIinIchromosomeIZdqaeiI
contradictoryIresultsWIAmericandJournaldofdHumandGeneticsUI2005UIffUIghaVcjIauthorIreplyIghcVd 11 20

136 reliacIdiseaseIinIsownPsIsyndromeIwithIw’pIserologicalIandImolecularIstudiesWIJournaldofdPediatricd
GastroenterologydanddNutritionUI1996UIabUIbYbVe 2.8 19

(1996-1994)

5



135 ™trPaImissenseImutationsIoutsideItheIcanonicalI™qsIandITRsIdomainsIinImalesIwithIintellectualI
disabilityWIJournaldofdHumandGeneticsUI2016UIeZUIhdVZYZ 4.3 18

134 epaaWbIdeletioniIreportIofIaIpatientIwithIautismUIsevereIintellectualIdisabilityIandI
electroencephalographicIanomaliesWIMoleculardCytogeneticsUI2013UIeUIc 2 18

133 uamilialIZWZI™bIdeletionIinIchromosomeIXqaaWZIassociatedIwithImentalIretardationIandI
behaviouralIdisordersIinIfemaleIpatientsWIEuropeandJournaldofdMedicaldGeneticsUI2010UIdbUIZZbVe 2.6 18

132 wowImicrosatelliteIanalysisIcanIbeIexploitedIforIsubtelomericIchromosomalIrearrangementI
analysisIinImentalIretardationWIJournaldofdMedicaldGeneticsUI2001UIbgUItZ 5.8 18

131
TheI™ethylenetetrahydrofolateIReductaseIreffTIPolymorphismIandIRiskIforI’ateVünsetI
plzheimerPsIdiseaseiIuurtherItvidenceIinIanIxtalianI™ulticenterIStudyWIJournaldofdAlzheimerlsdDiseaseUI
2017UIdeUIZcdZVZcdf

4.3 17

130 TheI™TRRIeepmvIpolymorphismIandImaternalIriskIofIbirthIofIaIchildIwithIsownIsyndromeIinI
raucasianIwomeniIaIcaseVcontrolIstudyIandIaImetaVanalysisWIMoleculardBiologydReportsUI2014UIcZUIddfZVgb2.8 17

129 RecurrentIduplicationsIofIZfqZaIassociatedIwithIvariableIphenotypesWIAmericandJournaldofdMedicald
GeneticsrdPartdAUI2015UIZefpUIbYbgVcd 2.5 17

128 PrevalenceIofIatopicIdermatitisIinIpatientsIwithIsownIsyndromeiIaIclinicalIsurveyWIJournaldofdthed
AmericandAcademydofdDermatologyUI1997UIbeUIZYZhVaZ 4.5 17

127 SkinVpickingiItheIbestIcutaneousIfeatureIinItheIrecognizationIofIPraderVWilliIsyndromeWI
InternationaldJournaldofdDermatologyUI1994UIbbUIgeeVf 1.7 17

126 sisruptiveIvariantsIofIassociateIwithIautismIandIinterfereIwithIneuronalIdevelopmentIandIsynapticI
transmissionWISciencedAdvancesUI2019UIdUIeaaxaZee 14.3 16

125 txcessIofIrunsIofIhomozygosityIisIassociatedIwithIsevereIcognitiveIimpairmentIinIintellectualI
disabilityWIGeneticsdindMedicineUI2015UIZfUIbheVh 8.1 16

124 pIdeInovoIgqaaWaVacWbIduplicationIinIaIpatientIwithImildIphenotypeWIEuropeandJournaldofdMedicald
GeneticsUI2012UIddUIefVfY 2.6 16

123 bqahImicrodeletionIsyndromeiIrognitiveIandIbehavioralIphenotypeIinIfourIpatientsWIAmericand
JournaldofdMedicaldGeneticsrdPartdAUI2013UIZeZpUIbYZgVaa 2.5 15

122 SeizuresIinIpatientsIwithItrisomyIaZWIAmericandJournaldofdMedicaldGeneticsdPartdAUI1990UIfUIahgVbYY 15

121 PrenatalIdiagnosisIofIpTRVXIsyndromeIinIaIfetusIwithIaInewIvmTIsplicingImutationIinItheI
XNPXpTRVXIgeneWIPrenataldDiagnosisUI2001UIaZUIfcfVdZ 3.2 15

120
plleleIvarepsiloncIofIapolipoproteinItIgeneIisIlessIfrequentIinIsownIsyndromeIpatientIofItheI
SicilianIpopulationIandIhasInoIinfluenceIonItheIgradeIofImentalIretardationWINeurosciencedLettersUI
2001UIbYeUIZahVbZ

3.3 15

119 PTtNIgeneiIaImodelIforIgeneticIdiseasesIinIdermatologyWIScientificdWorlddJournalrdTheUI2012UIaYZaUIadacdf2.2 14

118 rommonIpathologicalImutationsIinIPQqPZIinduceInonsenseVmediatedImRNpIdecayIandIenhanceI
exclusionIofItheImutantIexonWIHumandMutationUI2010UIbZUIhYVg 4.7 14

Corrado Romano

6



117 PiezogenicIpedalIpapulesIduringIPraderVWilliIsyndromeWIJournaldofdthedEuropeandAcademydofd
DermatologydanddVenereologyUI2005UIZhUIZbeVf 4.6 14

116 plopeciaIareataIinIsownIsyndromeiIaIclinicalIevaluationWIJournaldofdthedEuropeandAcademydofd
DermatologydanddVenereologyUI2005UIZhUIfehVfY 4.6 14

115 xncreasedIuvubIandIuvucIgeneIdosageIisIaIriskIfactorIforIcraniosynostosisWIGeneUI2014UIdbcUIcbdVh 3.8 13

114
ProgressiveIcribriformIandIzosteriformIhyperpigmentationiItheIlateVonsetIfeatureIofIlinearIandI
whorledInevoidIhypermelanosisIassociatedIwithIcongenitalIneurologicalUIskeletalIandIcutaneousI
anomaliesWIDermatologyUI1999UIZhhUIfaVb

4.4 13

113 pIfurtherIfamilyIwithIepilepsyUIdementiaIandIyellowIteethiItheIzohlschˆ…tterIsyndromeWIBraindandd
DevelopmentUI1995UIZfUIZbbVgjIdiscussionIZcaVb 2.2 13

112 tvidenceIforIlongInoncodingIRNpIvpSdIupVregulationinIpatientsIwithIzlinefelterIsyndromeWIBMCd
MedicaldGeneticsUI2019UIaYUIc 2.1 13

111 sefinitionIofIminimalIduplicatedIregionIencompassingItheIXxpPIandISTpvaIgenesIinItheIXqadI
microduplicationIsyndromeWIAmericandJournaldofdMedicaldGeneticsrdPartdAUI2014UIZecpUIZhabVbY 2.5 12

110 TheI™TRIafdepmvIpolymorphismIandImaternalIriskIofIbirthIofIaIchildIwithIsownIsyndromeiIaI
caseVcontrolIstudyIandIaImetaVanalysisWIMoleculardBiologydReportsUI2013UIcYUIehZbVad 2.8 12

109 xdentificationIofInonVrecurrentIsubmicroscopicIgenomeIimbalancesiItheIadvantageIofIgenomeVwideI
microarraysIoverItargetedIapproachesWIEuropeandJournaldofdHumandGeneticsUI2008UIZeUIbhdVcYY 5.3 12

108 qiochemicalIdiagnosisIandIoutcomeIofIaIyearsItreatmentIinIaIpatientIwithIcombinedImethylmalonicI
aciduriaIandIhomocystinuriaWIEuropeandJournaldofdPediatricsUI1992UIZdZUIgZgVaY 4.1 12

107 TheIfragileIXIinISicilyiIanIepidemiologicalIsurveyWIAmericandJournaldofdMedicaldGeneticsdPartdAUI1988UI
bYUIeedVfa 12

106 pIprevalenceIstudyIofIceliacIdiseaseIinIpersonsIwithIsownIsyndromeIresidingIinItheIUnitedIStatesI
ofIpmericaWIActadPaediatricardInternationaldJournaldofdPaediatricsUI1999UIggUIhdbVe 3.1 12

105 seInovoIvariantsIinIuqXüZZIcauseIaIsyndromicIformIofIintellectualIdisabilityIwithIbehavioralI
problemsIandIdysmorphismsWIEuropeandJournaldofdHumandGeneticsUI2019UIafUIfbgVfce 5.3 11

104 TheIepilepsyIphenotypicIspectrumIassociatedIwithIaIrecurrentIrUXaIvariantWIAnnalsdofdNeurologyUI
2018UIgbUIhaeVhbc 9.4 11

103 SkewedIXVinactivationIinIaIfamilyIwithImentalIretardationIandIPQqPZIgeneImutationWIClinicald
GeneticsUI2005UIefUIcceVf 4 11

102 pnIadditionalIcaseIofImacularIphylloidImosaicismWIDermatologyUI2001UIaYaUIfb 4.4 11

101 rutaneousIfindingsIinItheImentallyIretardedWIInternationaldJournaldofdDermatologyUI1996UIbdUIbZfVaa 1.7 11

100 SearchingIforInewIpharmacologicalItargetsIforItheItreatmentIofIplzheimerPsIdiseaseIinIsownI
syndromeWIEuropeandJournaldofdPharmacologyUI2017UIgZfUIfVZh 5.3 10

(2017-2005)

7



99 ronsolidatingItheIRoleIofITsPaI™utationsIinIRecessiveISpinocerebellarIptaxiaIpssociatedIwithI
PediatricIünsetIsrugIResistantItpilepsyIandIxntellectualIsisabilityIQSrpRabRWICerebellumUI2019UIZgUIhfaVhfd4.3 10

98 txpressionIofISTRqPImRNpIinIpatientsIwithIcryptorchidismIandIsownPsIsyndromeWIJournaldofd
EndocrinologicaldInvestigationUI2012UIbdUIdVf 5.2 10

97 secreasedIexpressionIofIvRpuZXüPwNVZV’IinItheIXVlinkedIalphaIthalassemiaImentalIretardationI
syndromeWIBMCdMedicaldGenomicsUI2010UIbUIag 3.7 10

96 SevereIcomplexIxIdeficiencyIinIaIcaseIofIneonatalVonsetIlacticIacidosisIandIfatalIliverIfailureWIActad
PaediatricardInternationaldJournaldofdPaediatricsUI1997UIgeUIbaeVh 3.1 10

95 pIbalancedIcomplexIchromosomalIrearrangementIQqrrRRIwithIphenotypicIeffectWIClinicaldGeneticsUI
1991UIcYUIdfVeZ 4 10

94 ZaqZaIdeletioniIaInewIpatientIcontributingItoIgenotypeVphenotypeIcorrelationWIAmericandJournald
ofdMedicaldGeneticsrdPartdAUI2008UIZcepUIZbdcVf 2.5 10

93 pnIintronicIdeletionIleadingItoIskippingIofIexonIaZIofIrü’ZpaIinIaIboyIwithImildIosteogenesisI
imperfectaWIConnectivedTissuedResearchUI1993UIahUIbZVcY 3.3 10

92 PhenotypicIandIphoniatricIfindingsIinImosaicIcriIduIchatIsyndromeWIAmericandJournaldofdMedicald
GeneticsdPartdAUI1991UIbhUIbhZVd 10

91 qasalIbodyItemperatureIcurvesIandIendocrineIpatternIofImenstrualIcyclesIinIsownIsyndromeWI
GynecologicaldEndocrinologyUI1996UIZYUIZbbVf 2.4 9

90 uacialImidlineIdefectIinItheIfetalIalcoholIsyndromeiIembryogeneticIconsiderationsIinItwoIclinicalI
casesWIAmericandJournaldofdMedicaldGeneticsdPartdAUI1988UIahUIcffVga 9

89 tvaluationIofIaImutationIscreeningIstrategyIforIsporadicIcasesIofIpTRVXIsyndromeWIJournaldofd
MedicaldGeneticsUI1999UIbeUIZgbVe 5.8 9

88 RareIdeleteriousImutationsIofIwNRNPIgenesIresultIinIsharedIneurodevelopmentalIdisordersWI
GenomedMedicineUI2021UIZbUIeb 14.4 9

87 SPpvdImRNpIisIoverVexpressedIinIperipheralIbloodIleukocytesIofIpatientsIwithIsownPsIsyndromeI
andIcryptorchidismWINeurologicaldSciencesUI2013UIbcUIdchVdZ 3.5 8

86 rerebriformIplantarIhyperplasiaiItheImajorIcutaneousIfeatureIofIProteusIsyndromeWIInternationald
JournaldofdDermatologyUI2008UIcfUIbfcVe 1.7 8

85 pnIintriguingIcaseIofI’tüPpRsIsyndromeWIPediatricdDermatologyUI1998UIZdUIZadVg 1.9 8

84 pnIadditionalIcaseIofIlinearIandIwhorledInevoidIhypermelanosisIassociatedIwithIbirthIdefectsIandI
mentalIretardationWIPediatricdDermatologyUI1999UIZeUIfZVb 1.9 8

83
seInovoIS™pRrpaIvariantsIclusteredIoutsideItheIhelicaseIdomainIcauseIaInewIrecognizableI
syndromeIwithIintellectualIdisabilityIandIblepharophimosisIdistinctIfromINicolaidesVqaraitserI
syndromeWIGeneticsdindMedicineUI2020UIaaUIZgbgVZgdY

8.1 8

82 qiallelicIintragenicIduplicationIinIpsvRqbIQqpxbRIgeneIassociatedIwithIintellectualIdisabilityUI
cerebellarIatrophyUIandIbehavioralIdisorderWIEuropeandJournaldofdHumandGeneticsUI2019UIafUIdhcVeYa 5.3 8

Corrado Romano

8



81 tnablingIvlobalIrlinicalIrollaborationsIonIxdentifiableIPatientIsataiITheI™inervaIxnitiativeWIFrontiersd
indGeneticsUI2019UIZYUIeZZ 4.5 7

80 wumaninIgeneIexpressionIinIfibroblastIofIsownIsyndromeIsubjectsWIInternationaldJournaldofdMedicald
SciencesUI2020UIZfUIbaYVbac 3.7 7

79 ™itochondrialImRNpIexpressionIinIfibroblastsIofIsownIsyndromeIsubjectsWIHumandCellUI2018UIbZUIZfhVZgZ4.5 7

78 sefinitionIofIdqZZWaImicrodeletionIsyndromeIrevealsIoverlapIwithIrwpRvtIsyndromeIandIaaqZZI
deletionIsyndromeIphenotypesWIAmericandJournaldofdMedicaldGeneticsrdPartdAUI2014UIZecpUIagcbVg 2.5 7

77 wypomelanosisIofIxtoiIaIsyndromeIrequiringIaImultisystemIapproachWIAustralasiandJournaldofd
DermatologyUI1997UIbgUIedVfY 1.3 7

76 uailureIofIfluoxetineItoImodifyItheIskinVpickingIbehaviourIofIPraderVWilliIsyndromeWIAustralasiand
JournaldofdDermatologyUI1998UIbhUIdfVg 1.3 7

75 ThreeInewIpatientsIwithIdupQZfRQpZZWapZZWaRIwithoutIautismWIClinicaldGeneticsUI2008UIfbUIahcVe 4 7

74 RubinsteinVTaybiIsyndromeIwithIepidermalInevusiIaIcaseIreportWIPediatricdDermatologyUI2001UIZgUIbcVf 1.9 7

73 SaethreVrhotzenIsyndromeiIaIclinicalUIttvIandIneuroradiologicalIstudyWIChildlsdNervousdSystemUI
1996UIZaUIehhVfYc 1.7 7

72 xsIthereIaIrelationshipIbetweenIzincIandItheIpeculiarIcomorbiditiesIofIsownIsyndromenWIDownd
SyndromedResearchdanddPracticeUI2002UIgUIadVg 7

71 NextIvenerationISequencingIexpressionIprofilingIofImitochondrialIsubunitsIinImenIwithIzlinefelterI
syndromeWIInternationaldJournaldofdMedicaldSciencesUI2018UIZdUIbZVbd 3.7 7

70 TargetIsequencingIapproachIintendedItoIdiscoverInewImutationsIinInonVsyndromicIintellectualI
disabilityWIMutationdResearchdsdFundamentaldanddMoleculardMechanismsdofdMutagenesisUI2015UIfgZUIbaVe 3.3 6

69 zxuaZpImRNpIexpressionIinIpatientsIwithIsownIsyndromeWINeurologicaldSciencesUI2013UIbcUIdehVfZ 3.5 6

68 sefinitionIofItheIneurologicalIphenotypeIassociatedIwithIdupIQXRQpZZWaaVpZZWabRWIEpilepticd
DisordersUI2011UIZbUIacYVdZ 1.9 6

67 pInewIeVbpISüXVbIpolyalanineItractIdeletionIdoesInotIsegregateIwithImentalIretardationWIGeneticd
TestingdanddMoleculardBiomarkersUI2007UIZZUIZacVf 6

66 NeuroendocrineIfeaturesIofIpubertalIdevelopmentIinIfemalesIwithImentalIretardationWI
GynecologicaldEndocrinologyUI2001UIZdUIZfgVZgb 2.4 6

65 ™edialItelangiectaticIsacralIneviIQTypesIpIandIrRIassociatedIwithIWilliamsIsyndromeWIDermatologyUI
2000UIaYZUIagdVe 4.4 6

64 rardiofaciocutaneousIQrurRIsyndromeWIAustralasiandJournaldofdDermatologyUI1999UIcYUIZZZVb 1.3 6

(1999-2019)

9



63 ™iliaVlikeIidiopathicIcalcinosisIcutisiIanIunusualIdermatosisIassociatedIwithIsownIsyndromeWIBritishd
JournaldofdDermatologyUI1996UIZbcUIZcbVZce 4 6

62
™utationsIinIprT’eqUIcodingIforIaIsubunitIofItheIneuronVspecificIchromatinIremodelingIcomplexI
nqpuUIcauseIearlyIonsetIsevereIdevelopmentalIandIepilepticIencephalopathyIwithIbrainI
hypomyelinationIandIcerebellarIatrophyWIHumandGeneticsUI2019UIZbgUIZgfVZhg

6.3 6

61 sifferentialIexpressionIofIPpRPZImRNpIinIleucocytesIofIpatientsIwithIsownPsIsyndromeWIJournaldofd
GeneticsUI2011UIhYUIcehVfa 1.2 5

60 RSzaIenzymaticIassayIasIaIsecondIlevelIdiagnosticItoolIinIroffinV’owryIsyndromeWIClinicadChimicad
ActaUI2007UIbgcUIbdVcY 6.2 5

59 xdentificationIofInovelImutationsIinIpatientsIwithIroffinV’owryIsyndromeIbyIaIdenaturingI
wP’rVbasedIassayWIClinicaldChemistryUI2005UIdZUIabdeVg 5.5 5

58
™ultiplexIligationVdependentIprobeIamplificationIdetectionIofIanIunknownIlargeIdeletionIofItheI
rRtqVbindingIproteinIgeneIinIaIpatientIwithIRubinsteinVTaybiIsyndromeWIGeneticsdanddMoleculard
ResearchUI2013UIZaUIagYhVZd

1.2 5

57
RecommendationsIforIneonatologistsIandIpediatriciansIworkingIinIfirstIlevelIbirthingIcentersIonI
theIfirstIcommunicationIofIgeneticIdiseaseIandImalformationIsyndromeIdiagnosisiIconsensusI
issuedIbyIeIxtalianIscientificIsocietiesIandIcIparentsPIassociationsWIItaliandJournaldofdPediatricsUI2021UI
cfUIhc

3.2 5

56 veneIexpressionIprofilingIandIqRTVPrRIexpressionIofIRRPZqUIPrNTUIzxuaZpIandIpsRqaIinI
leucocytesIofIsownPsIsyndromeIsubjectsWIJournaldofdGeneticsUI2012UIhZUIeZgVab 1.2 5

55 NuVkqZIgeneIexpressionIinIsownIsyndromeIpatientsWINeurologicaldSciencesUI2015UIbeUIZYedVe 3.5 4

54 pnIunusualIpresentationIofIqeckerINevusWIEuropeandJournaldofdDermatologyUI2010UIaYUIdaaVb 0.8 4

53 ™edialItelangiectaticIsacralIneviIandI™rpX™RIsyndromesWIPediatricdDermatologyUI2003UIaYUIbfYVZ 1.9 4

52 zillerVspecificIsecretoryIQzspbfRIgeneIexpressionIinIsubjectsIwithIsownPsIsyndromeWINeurologicald
SciencesUI2016UIbfUIfhbVd 3.5 4

51 txpressionIofIPhosphodiesteraseIcqIcp™PVSpecificIveneIinISubjectsIWithIrryptorchidismIandI
sownPsISyndromeWIJournaldofdClinicaldLaboratorydAnalysisUI2016UIbYUIZheVh 3 3

50 txpressionIofI’sürZImRNpIinIleucocytesIofIpatientsIwithIsownâ��sIsyndromeWIJournaldofdGeneticsUI
2012UIhZUIhdVhg 1.2 3

49 WhatIsyndromeIisIthisnI’eschVNyhanIsyndromeWIPediatricdDermatologyUI1996UIZbUIZehVfY 1.9 3

48 venomeIrearrangementsIinIpatientsIwithIblepharophimosisUImentalIretardationIandI
hypothyroidismUIsoVcalledIYoungVSimpsonIsyndromeWIClinicaldGeneticsUI2009UIfeUIaZYVb 4 3

47 SkewedIXIchromosomeIinactivationIinIcarriersIisInotIaIconstantIfindingIinIuvIsyndromeWIEuropeand
JournaldofdHumandGeneticsUI2003UIZZUIbdaVe 5.3 3

46 pInewI™RXSIlocusImapsItoItheIXIchromosomeIpericentromericIregioniIaInewIsyndromeIorInarrowI
definitionIofISutherlandVwaanIgeneticIlocusnWIJournaldofdMedicaldGeneticsUI2002UIbhUIafeVgY 5.8 3

Corrado Romano

10



45 SeroepidemiologicalISurveyIonItheIxmpactIofISmokingIonISpRSVroVVaIxnfectionIandIrüVxsVZhI
üutcomesiIProtocolIforItheITroinaIStudyWIJMIRdResearchdProtocolsUI2021UIZYUIebaagd 2 3

44 ’owIp™wIlevelsIasIaImarkerIofIreducedIovarianIreserveIinIyoungIwomenIaffectedIbyIsownPsI
syndromeWIMenopauseUI2016UIabUIZacfVZadZ 2.5 2

43 PericentrinIexpressionIinIsownPsIsyndromeWINeurologicaldSciencesUI2013UIbcUIaYabVd 3.5 2

42
romplexISegmentalIsuplicationsI™ediateIaIRecurrentIdupQXRQpZZWaaVpZZWabRIpssociatedIwithI
™entalIRetardationUISpeechIselayUIandIttvIpnomaliesIinI™alesIandIuemalesWIAmericandJournaldofd
HumandGeneticsUI2009UIgdUIcZh

11 2

41 TheIrlinicalItvaluationIofIPatientsIwithI™entalIRetardationXxntellectualIsisabilityWIMonographsdind
HumandGeneticsUI2010UIdfVee 2

40 TheIxtalianIX’™RIbankiIaIclinicalIandImolecularIdatabaseWIHumandMutationUI2007UIagUIZbVg 4.7 2

39 NailIaplasiaUImicrocephalyUIsevereImentalIretardationIandI™RxIabnormalitiesiIreportIofItwoI
unrelatedIcasesWINeurologicaldSciencesUI2006UIafUIcadVbZ 3.5 2

38 senaturingIwP’rVbasedIassayIforIdetectionIofIpTRXIgeneImutationsWIClinicaldChemistryUI2005UIdZUIZbZcVd5.5 2

37 xvvIpntibodiesItoIqetaV’actoglobulinIandIrowPsI™ilkIProteinIxntoleranceIinIsownISyndromeWIDownd
SyndromedResearchdanddPracticeUI1998UIdUIZaYVZaa 2

36 ’ongInonVcodingIRNpIvpSdIexpressionIinIpatientsIwithIsownIsyndromeWIInternationaldJournaldofd
MedicaldSciencesUI2020UIZfUIZbZdVZbZh 3.7 2

35 StructuralIbrainIanomaliesIinIrriVduVrhatIsyndromeiI™RxIfindingsIinIZcIpatientsIandIpossibleI
genotypeVphenotypeIcorrelationsWIEuropeandJournaldofdPaediatricdNeurologyUI2020UIagUIZZYVZZh 3.8 2

34 gpabWaVpterI™icrodeletionsiISevenINewIrasesINarrowingItheIrandidateIRegionIandIReviewIofItheI
’iteratureWIGenesUI2021UIZaUI 4.2 2

33 PraderVWilliISyndromeIwithIpngelmanISyndromeIinItheIüffspringWIMedicinadmLithuanianUI2021UIdfUI 3.1 2

32 TqrZsacIgeneImRNpIexpressionIinIaIboyIwithIearlyIinfantileIepilepticIencephalopathyVZeWIActad
NeurologicadBelgicaUI2020UIZaYUIbgZVbgb 1.5 2

31 RoleIofIlongInonVcodingIRNpsIinIsownIsyndromeIpatientsiIaItranscriptomeIanalysisIstudyWIHumand
CellUI2021UIbcUIZeeaVZefY 4.5 2

30 TheIeffectIofIlaboratoryVverifiedIsmokingIonISpRSVroVVaIinfectioniIresultsIfromItheITroinaI
seroVepidemiologicalIsurveyWWIInternaldanddEmergencydMedicineUI2022UIZ 3.7 2

29 pIpolymorphismIQrsZYcadaaRIinITPdbIgeneIisIaIriskIfactorIforIsownISyndromeIinISicilianImothersWI
JournaldofdMaternalsFetaldanddNeonataldMedicineUI2017UIbYUIafdaVafdc 2 1

28
ResponseItoIPhelanIzWIetIalWiIletterItoItheIeditorIregardingIsisciglioIetIaliIinterstitialIaaqZbI
deletionsInotIinvolvingISwpNzbIgeneiIaInewIcontiguousIgeneIsyndromeWIAmericandJournaldofd
MedicaldGeneticsrdPartdAUI2015UIZefUIZegZ

2.5 1

(2015-2021)

11



27 veneIexpressionIprofilingIandIqRTVPrRIexpressionIofIRRPZqUIPrNTUIzxuaZpIandIpsRqaIinI
leucocytesIofIsownâ��sIsyndromeIsubjectsWIJournaldofdGeneticsUI2014UIhbUIZgVab 1.2 1

26 rpSPbIproteinIexpressionIbyIflowIcytometryIinIsownPsIsyndromeIsubjectsWIHumandCellUI2014UIafUIcbVd 4.5 1

25 SPpNXVqIandISPpNXVrIQXqafIregionRIgeneIdosageIanalysisIinIsownPsIsyndromeIsubjectsIwithI
undescendedItestesWIJournaldofdGeneticsUI2009UIggUIhbVf 1.2 1

24 pIcaseIofIuvIsyndromeIwithIgingivalIhyperplasiaIandIkeloidsWIPediatricdDermatologyUI1995UIZaUIbgfVh 1.9 1

23 vrowthIhormoneIsubnormalityIinIsownIsyndromeWIAmericandJournaldofdMedicaldGeneticsdPartdAUI
1992UIcbUIghcVd 1

22 pIdermatoglyphicIstudyIofIaIgroupIofISicilianIchildrenIwithIfragileVXIsyndromeWIAmericandJournaldofd
MedicaldGeneticsdPartdAUI1988UIbYUIZffVgb 1

21 pIstudyIofIgeneIexpressionIbyIRNpVseqIinIpatientsIwithIprostateIcancerIandIinIpatientsIwithI
ParkinsonIdiseaseiIanIexampleIofIinverseIcomorbidityWIMoleculardBiologydReportsUI2021UIcgUIfeafVfebZ 2.8 1

20 rrRbIgeneIoverexpressionIinIpatientsIwithIsownIsyndromeWIMoleculardBiologydReportsUI2021UIcgUIdbbdVdbbg2.8 1

19 ™ilderIpresentationIofITt’üaVrelatedIsyndromeIinItwoIsistersIhomozygousIforItheIpWprgeYhwisI
pathogenicIvariantWIEuropeandJournaldofdMedicaldGeneticsUI2021UIecUIZYcZZe 2.6 1

18 txpressionIofI’sürZImRNpIinIleucocytesIofIpatientsIwithIsownPsIsyndromeWIJournaldofdGeneticsUI
2012UIhZUIhdVg 1.2 1

17 rlinicalIspectrumIandIfollowVupIinIsixIindividualsIwithI’ambVShafferIsyndromeIQSüXdRWIAmericand
JournaldofdMedicaldGeneticsrdPartdAUI2021UIZgdUIeYgVeZb 2.5 0

16 StudyIofItheI™s™aIVcZYTVvIpolymorphismIQrsaafhfccRIbyIpyrosequencingIinImothersIofIsownI
SyndromeIsubjectsWIHumandCellUI2020UIbbUIcfeVcfg 4.5

15 txpressionIofImiRVZbaIinIsownIsyndromeIsubjectsWIHumandCellUI2018UIbZUIaegVafY 4.5

14 PolyIQpsPVriboseRIpolymeraseIZIexpressionIinIfibroblastsIofIsownIsyndromeIsubjectsWIOpend
MedicinedmPolandnUI2013UIgUIfeaVfed 2.2

13
uacialIandIskeletalImalformationsUImentalIretardationUIaganglionosisUIandIneurogenicImuscleI
weaknessiIaIvariantIofINiikawaVzurokiIsyndromeIorIaInewIsyndromenWIJournaldofdChilddNeurologyUI
2001UIZeUIaheVg

2.5

12 PreventionIandIscreeningWIJournaldofdPerinataldMedicineUI1994UIaaISupplIZUIdVg 2.7

11 Ru’PIanalysisIinIdISicilianIfamiliesIwithItheIfragileIXIsyndromeWIAmericandJournaldofdMedicaldGeneticsd
PartdAUI1991UIbgUIbcfVg

10 qrainIdysfunctionIandItheIimmuneIsystemiIlymphocytePsIbetaVadrenergicIreceptorIinIsownI
syndromeWIPharmacologicaldResearchUI1990UIaaISupplIZUIchVdY 10.2

Corrado Romano

12



9 qannayanVRileyVRuvalcabaISyndromeI2008UIdZZVdZd

8 veneticsIofIPtenIwamartomaITumorISyndromeIQPwTSRI2008UIcgbVcgh

7 uaciesiItheIvalueIofIanIoldIdiagnosticItipIinIpediatricIdermatologyWIGiornaledItalianodDidDermatologiad
EdVenereologiaUI2018UIZdbUIfZeVfaZ 0.8

6
pI™ultiplexIPrRVqasedINextVvenerationISequencingIppproachIwasIsetectedIaIrommonI’argeI
seletionIinISTSIveneIinIaIPatientIwithIXV’inkedIxchthyosisWIJournaldofdBiomedicaldSciencedandd
EngineeringUI2016UIYhUIbbfVbcZ

0.7

5 rerebellarIdegenerationVrelatedIproteinIZIexpressionIinIfibroblastsIofIpatientsIaffectedIbyIdownI
syndromeI2020UIZbUIdcgVddd

4 geneIdownregulationIinIperipheralIbloodImononuclearIcellsIofIpatientsIwithIzlinefelterIsyndromeWI
AsiandJournaldofdAndrologyUI2021UIabUIZdfVZea 2.8

3 pInovelIspliceIacceptorIsiteImutationIinItheIpTPapaIgeneIinIaIfamilyIwithIsarierIdiseaseWIGiornaled
ItalianodDidDermatologiadEdVenereologiaUI2016UIZdZUIdgaVd 0.8

2 NeuroendocrineIfeaturesIofIpubertalIdevelopmentIinIfemalesIwithImentalIretardationWI
GynecologicaldEndocrinologyUI2001UIZdUIZfgVZgb 2.4

1 ZaqaZIxnterstitialIseletionsiISevenINewISyndromicIrasesIsetectedIbyIprrayVrvwIandIReviewIofItheI
’iteratureWIGenesUI2022UIZbUIfgY 4.2

List of Publications

13


