
Massimo Carella

ListfoffPublicationsfbyfYearfinf
DescendingfOrder

Source:fhttps:vvexalyucomvauthortpdfv56648yxvmassimotcarellatpublicationstbytyearupdf

Version:f2x24tx4t23f

ThisfdocumentfhasfbeenfgeneratedfbasedfonfthefpublicationsfandfcitationsfrecordedfbyfexalyucomufForf

theflatestfversionfoffthisfpublicationflistsfvisitftheflinkfgivenfaboveu

ThefthirdfcolumnfisfthefimpactffactorfnIFofoffthefjournalsfandftheffourthfcolumnfisfthefnumberfoff

citationsfoffthefarticleu

212
papers

6,201
citations

42
h-index

71
g-index

222
ext. papers

7,160
ext. citations

5.4
avg, IF

4.89
L-index



i Paper IF Citations

212 PharmacogenomicsJofJPediatricJtardiacJrrrestkJtisplatinJTreatmentJWorsenedJbyJaJRyanodineJ
ReceptorJcJxeneJMutationXJNeurologyeInternationalVJ2022VJbcVJiaWii 0 1

211 tontributionJofJONvtUTbJvariantsJtoJdifferentJformsJofJnonWautoimmuneJdiabetesJmellitusJinJ
ztalianJpatientsXXJActaeDiabetologicaVJ2022VJb 3.9 0

210 xainJofJfunctionJofJMalateJuehydrogenaseJcJRMuycSJandJfamilialJhyperglycemiaXJJournaleofeClinicale
EndocrinologyeandeMetabolismVJ2021VJ 5.6 1

209 vlectrocardiogramJinJwriedreichQsJataxiakJrJshortWtermJsurrogateJendpointJforJtreatmentJefficacyXJ
AnnalseofeNoninvasiveeElectrocardiologyVJ2021VJcgVJebcibd 1.5 1

208 siallelicJvariantJinJcyclinJsdJisJassociatedJwithJfailureJofJmaternalJmeiosisJzzJandJrecurrentJdigynicJ
triploidyXJJournaleofeMedicaleGeneticsVJ2021VJfiVJhidWhii 5.8 1

207 walseWpositiveJresultsJofJSrRSWtoVWcJzgMYzgxJantibodyJtestsJinJseraJstoredJbeforeJtheJcacaJ
pandemicJinJztalyXJInternationaleJournaleofeInfectiouseDiseasesVJ2021VJbaeVJbfjWbgd 10.5 11

206 MosaicJSegmentalJandJWholeWthromosomeJUpdRbbSmatJinJSilverWRussellJSyndromeXJGenesVJ2021VJ
bcVJ 4.2 0

205 rJNovelJxeneticJVariantJinJtheJWwSbJxeneJinJaJPatientJwithJPartialJUniparentalJMeroWzsodisomyJofJ
thromosomeJeXJInternationaleJournaleofeMoleculareSciencesVJ2021VJccVJ 6.3 1

204 NovelJwrameshiftJMutationJinJaJPatientJrffectedJbyJaJSyndromicJwormJofJNeurodevelopmentalJ
uisorderXJGenesVJ2021VJbcVJ 4.2 0

203 MitzmpactJdkJmodelingJtheJresidueJinteractionJnetworkJofJtheJRespiratoryJthainJsubunitsXJNucleice
AcidseResearchVJ2021VJejVJubcicWubcii 20.1 4

202 xuwfJmutationJcaseJreportJandJaJsystematicJreviewJofJmolecularJandJclinicalJspectrumkJvxpandingJ
currentJknowledgeJonJgenotypeWphenotypeJcorrelationsXJBoneVJ2021VJbeeVJbbfiad 4.7 2

201 WholeJvxomeJSequencingJRevealsJaJNovelJznWwrameJueletionJinJaJsoyJwithJxlobalJuevelopmentalJ
uelayVJrbsentJSpeechVJuysmorphicJweaturesVJandJterebralJrnomaliesXJGenesVJ2021VJbcVJ 4.2 3

200 uiagnosisJofJtOVzuWbjJinJPatientsJwithJNegativeJNasopharyngealJSwabskJReliabilityJofJRadiologicalJ
andJtlinicalJuiagnosisJandJrccuracyJVersusJSerologyXJDiagnosticsVJ2021VJbbVJ 3.8 3

199
TheJrecurrentJSvTsPbJcXcgaixJoJrVJpXRxlyihaSerSJvariantJinJaJpatientJwithJSchinzelWxiedionJ
syndromekJanJillustrativeJcaseJofJtheJutilityJofJwholeJexomeJsequencingJinJaJcriticallyJillJneonateXJ
ItalianeJournaleofePediatricsVJ2020VJegVJhe

3.2 3

198
rJLinkJbetweenJxeneticJuisordersJandJtellularJzmpairmentVJUsingJyumanJznducedJPluripotentJStemJ
tellsJtoJRevealJtheJwunctionalJtonsequencesJofJtopyJNumberJVariationsJinJtheJtentralJNervousJ
SystemWrJtloseJLookJatJthromosomeJbfXJInternationaleJournaleofeMoleculareSciencesVJ2020VJcbVJ

6.3 2

197 tlinicalJSignificanceJofJtirculatingJmiRWbchdgWdpJandJmiRWbccWfpJinJPancreaticJtancerXJFrontierseine
OncologyVJ2020VJbaVJee 5.3 12

196 rJPrivateJbgqceXcqceXdJMicroduplicationJinJaJsoyJwithJzntellectualJuisabilityVJSpeechJuelayJandJMildJ
uysmorphicJweaturesXJGenesVJ2020VJbbVJ 4.2 5
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195 tomparisonJofJtheJxenomicJProfileJofJtancerJStemJtellsJandJTheirJNonWStemJtounterpartkJTheJ
taseJofJOvarianJtancerXJJournaleofeClinicaleMedicineVJ2020VJjVJ 5.1 6

194 uissectingJmolecularJmechanismsJofJresistanceJtoJNOTtybWtargetedJtherapyJinJTWcellJacuteJ
lymphoblasticJleukemiaJxenograftsXJHaematologicaVJ2020VJbafVJbdbhWbdci 6.6 8

193 tompoundJPhenotypeJuueJtoJRecessiveJVariantsJinJandJxenesJuisclosedJbyJanJzntegratedJ
rpproachJofJSNPWrrrayJandJWholeJvxomeJSequencingXJGenesVJ2020VJbbVJ 4.2 1

192 PulmonaryJembolismJassociatedJwithJtransfusionJafterJsevereJpostWpartumJhaemorrhagekJisJlessJ
morepXJBloodeTransfusionVJ2020VJbiVJbdWbj 3.6 1

191 PyntaclekJaJparallelJcomputingWenabledJframeworkJforJlargeWscaleJnetworkJbiologyJanalysisXJ
GigaScienceVJ2020VJjVJ 7.6 4

190
uoubleJmissenseJmutationsJinJcardiacJmyosinWbindingJproteinJtJandJmyopalladinJgeneskJrJcaseJ
reportJwithJdiffuseJcoronaryJdiseaseVJcompleteJatrioventricularJblockVJandJprogressionJtoJdilatedJ
cardiomyopathyXJAnnalseofeNoninvasiveeElectrocardiologyVJ2020VJcfVJebcgih

1.5 4

189
PrenatalJwholeJexomeJsequencingJdetectsJaJnewJhomozygousJfukutinJRwβTNSJmutationJinJaJfetusJ
withJanJultrasoundJsuspicionJofJfamilialJuandyWWalkerJmalformationXJMoleculareGeneticselamp;e
GenomiceMedicineVJ2020VJiVJebafe

2.3 3

188 microRNrWmRNrJnetworkJmodelJinJpatientsJwithJachalasiaXJNeurogastroenterologyeandeMotilityVJ
2020VJdcVJebdhge 4 2

187 MechanismsJofJpathogenesisJofJmissenseJmutationsJonJtheJβuMgrWydJinteractionJinJtypeJcJβabukiJ
SyndromeXJComputationaleandeStructuraleBiotechnologyeJournalVJ2020VJbiVJcaddWcaec 6.8 3

186 rtvcJgeneJvariantsJmayJunderlieJinterindividualJvariabilityJandJsusceptibilityJtoJtOVzuWbjJinJtheJ
ztalianJpopulationXJEuropeaneJournaleofeHumaneGeneticsVJ2020VJciVJbgacWbgbe 5.3 132

185
yeterozygousJnonsenseJrRXJmutationJinJaJfamilyJhighlightsJtheJcomplexityJofJclinicalJandJ
molecularJdiagnosisJinJcaseJofJchromosomalJandJsingleJgeneJdisorderJcoWinheritanceXJMoleculare
Geneticselamp;eGenomiceMedicineVJ2020VJiVJebddg

2.3 1

184
varlyWOnsetJuiabetesJasJRiskJwactorJforJPancreaticJtancerkJmiRNrJvxpressionJProfilingJinJPlasmaJ
UncoversJaJRoleJforJmiRWcabWfpVJmiRWcjaVJandJmiRWbiaWfpJinJuiabetesJofJRecentJuiagnosisXJFrontierse
ineOncologyVJ2020VJbaVJbfgh

5.3 4

183 TheJpresentingJsymptomsJofJLaforaJuiseasekJrnJelectroclinicalJandJgeneticJstudyJinJfiveJrpulianJ
RSouthernJztalySJfamiliesXJSeizure:etheeJournaleofetheeBritisheEpilepsyeAssociationVJ2020VJidVJbefWbfd 3.2 2

182 SelectiveJdemethylationJofJtwoJtpxJsitesJcausesJpostnatalJactivationJofJtheJuaoJgeneJandJ
consequentJremovalJofJuWserineJwithinJtheJmouseJcerebellumXJClinicaleEpigeneticsVJ2019VJbbVJbej 7.7 18

181
TheJlevelsJofJtheJNMurJreceptorJcoWagonistJuWserineJareJreducedJinJtheJsubstantiaJnigraJofJ
MPTPWlesionedJmacaquesJandJinJtheJcerebrospinalJfluidJofJParkinsonQsJdiseaseJpatientsXJScientifice
ReportsVJ2019VJjVJiiji

4.9 18

180 StemnessJunderpinningJallJstepsJofJhumanJcolorectalJcancerJdefinesJtheJcoreJofJeffectiveJ
therapeuticJstrategiesXJEBioMedicineVJ2019VJeeVJdegWdga 8.8 5

179 xenomicJinversionsJandJxOLxrJcoreJdupliconsJunderlieJdiseaseJinstabilityJatJtheJbfqcfJlocusXJPLoSe
GeneticsVJ2019VJbfVJebaaiahf 6 8

178
wreeJdWaspartateJtriggersJNMurJreceptorWdependentJcellJdeathJinJprimaryJcorticalJneuronsJandJ
perturbsJ’NβJactivationVJTauJphosphorylationVJandJproteinJSUMOylationJinJtheJcerebralJcortexJofJ
miceJlackingJdWaspartateJoxidaseJactivityXJExperimentaleNeurologyVJ2019VJdbhVJfbWgf

5.7 17

(2019-2020)
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177 OverexpressionJofJtheJcohesinWcoreJsubunitJSMtbrJcontributesJtoJcolorectalJcancerJdevelopmentXJ
JournaleofeExperimentaleandeClinicaleCancereResearchVJ2019VJdiVJbai 12.8 20

176 bqcdXbJhomozygousJdeletionJandJdownregulationJofJwcJreceptorWlikeJfamilyJgenesJconferJpoorJ
prognosisJinJchronicJlymphocyticJleukemiaXJClinicaleandeExperimentaleMedicineVJ2019VJbjVJcgbWcgh 4.9 4

175 rJnovelJdominantWnegativeJwxwRbJvariantJcausesJyartsfieldJsyndromeJbyJderegulatingJRrSYvRβbYcJ
pathwayXJEuropeaneJournaleofeHumaneGeneticsVJ2019VJchVJbbbdWbbca 5.3 10

174 rreJxamingWvnabledJxraphicJProcessingJUnitJtardsJtonvenientJforJMolecularJuynamicsJ
SimulationpXJEvolutionaryeBioinformaticsVJ2019VJbfVJbbhgjdedbjifabee 1.9 9

173 toncurrentJchromothripsisJeventsJinJaJcaseJofJTPfdJdepletedJacuteJmyeloidJleukemiaJwithJ
myelodysplasiaWrelatedJchangesXJCancereGeneticsVJ2019VJcdhVJgdWgi 2.3 2

172 LongJQTJsyndromeJinJchromosomeJhqdfqdgXdJdeletionJinvolvingJβtNycJgenekJWarningJforJ
chlorpheniramineJprescriptionXJMoleculareGeneticselamp;eGenomiceMedicineVJ2019VJhVJeiff 2.3 4

171 NovelJVariantsJinJTwoJztalianJPatientsJwithJtlassicalWLikeJvhlersWuanlosJSyndromeXJGenesVJ2019VJbaVJ 4.2 6

170
TheJphenotypicJvariationsJofJmultiWlocusJimprintingJdisturbancesJassociatedJwithJmaternalWeffectJ
variantsJofJNLRPfJrangeJfromJovertJimprintingJdisorderJtoJapparentlyJhealthyJphenotypeXJClinicale
EpigeneticsVJ2019VJbbVJbja

7.7 13

169
SuddenJdeathJinJmildJhypertrophicJcardiomyopathyJwithJcompoundJuSxcYuStcYMYygJmutationskJ
RevisitingJphenotypeJafterJgeneticJassessmentJinJaJmasterJrunnerJathleteXJJournaleofe
ElectrocardiologyVJ2019VJfdVJjfWjj

1.4 7

168 SpontaneousJremissionJinJaJuiamondWslackfanJanaemiaJpatientJdueJtoJaJrevertantJuniparentalJ
disomyJablatingJaJdeJnovoJRPSbjJmutationXJBritisheJournaleofeHaematologyVJ2019VJbifVJjjeWjji 4.5 12

167 MYtWcontainingJampliconsJinJacuteJmyeloidJleukemiakJgenomicJstructuresVJevolutionVJandJ
transcriptionalJconsequencesXJLeukemiaVJ2018VJdcVJcbfcWcbgg 10.7 50

166
RefinementJofJtheJcriticalJhpccXbJdeletionJregionkJyaploinsufficiencyJofJrtTsJisJtheJcauseJofJtheJ
hpccXbJmicrodeletionWrelatedJdevelopmentalJdisordersXJEuropeaneJournaleofeMedicaleGeneticsVJ2018VJ
gbVJceiWcfc

2.6 6

165 TheJyiddenJxenomicJandJTranscriptomicJPlasticityJofJxiantJMarkerJthromosomesJinJtancerXJ
GeneticsVJ2018VJcaiVJjfbWjgb 4 10

164 znsightsJwromJMolecularJtharacterizationJofJrdultJPatientsJofJwamiliesJWithJMultigenerationalJ
uiabetesXJDiabetesVJ2018VJghVJbdhWbef 0.9 18

163
SuddenJcardiacJdeathJinJ’JwaveJsyndromeJwithJshortJQTJassociatedJtoJaJnovelJmutationJinJNaJbXiJ
codingJgeneJStNbarkJwirstJcaseJreportJforJaJpossibleJpharmacogenomicJroleXJJournaleofe
ElectrocardiologyVJ2018VJfbVJiajWibd

1.4 6

162 TheJvmergingJRoleJofJrlteredJdWrspartateJMetabolismJinJSchizophreniakJNewJznsightsJwromJ
PreclinicalJModelsJandJyumanJStudiesXJFrontierseinePsychiatryVJ2018VJjVJffj 5 18

161 vstablishmentJofJstableJiPSWderivedJhumanJneuralJstemJcellJlinesJsuitableJforJcellJtherapiesXJCelle
DeatheandeDiseaseVJ2018VJjVJjdh 9.8 26

160 rJsingleWcenterJstudyJonJbeaJpatientsJwithJcerebralJcavernousJmalformationskJciJnewJpathogenicJ
variantsJandJfunctionalJcharacterizationJofJaJPutubaJlargeJdeletionXJHumaneMutationVJ2018VJdjVJbiifWbjaa4.7 11
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159 uNrJmethylationJlandscapeJofJtheJgenesJregulatingJuWserineJandJuWaspartateJmetabolismJinJ
postWmortemJbrainJfromJcontrolsJandJsubjectsJwithJschizophreniaXJScientificeReportsVJ2018VJiVJbabgd 4.9 23

158 tlinicalJandJmolecularJcharacterizationJofJanJemergingJchromosomeJccqbdXdbJmicrodeletionJ
syndromeXJAmericaneJournaleofeMedicaleGeneticsseParteAVJ2018VJbhgVJdjbWdji 2.5 9

157 PutativeJTMPRSSdYx’scJdigenicJinheritanceJofJhearingJlossJdetectedJbyJtargetedJresequencingXJ
MoleculareandeCellulareProbesVJ2017VJddVJceWch 3.3 4

156 tlinicalJandJmolecularJcharacterizationJofJaJsecondJfamilyJwithJtheJbcqbeJmicrodeletionJsyndromeJ
andJreviewJofJtheJliteratureXJAmericaneJournaleofeMedicaleGeneticsseParteAVJ2017VJbhdVJbjccWbjda 2.5 6

155 vpigeneticallyJinducedJectopicJexpressionJofJUNtXJimpairsJtheJproliferationJandJdifferentiationJofJ
myeloidJcellsXJHaematologicaVJ2017VJbacVJbcaeWbcbe 6.6 6

154 rssistedJReproductiveJTechniquesJandJRiskJofJseckwithWWiedemannJSyndromeXJPediatricsVJ2017VJ
beaVJ 7.4 55

153 WntfaJurivesJanJznvasiveJPhenotypeJinJyumanJxlioblastomaJStemWlikeJtellsXJCancereResearchVJ2017VJ
hhVJjjgWbaah 10.1 54

152 MYtWcontainingJampliconsJinJacuteJmyeloidJleukemiakJgenomicJstructuresVJevolutionVJandJ
transcriptionalJconsequencesXJLeukemiaVJ2017VJ 10.7 1

151 TheJepilepsyJphenotypeJinJadultJpatientsJwithJintellectualJdisabilityJandJpathogenicJcopyJnumberJ
variantsXJSeizure:etheeJournaleofetheeBritisheEpilepsyeAssociationVJ2017VJfdVJigWjd 3.2 3

150 uecreasedJfreeJdWaspartateJlevelsJareJlinkedJtoJenhancedJdWaspartateJoxidaseJactivityJinJtheJ
dorsolateralJprefrontalJcortexJofJschizophreniaJpatientsXJNPJeSchizophreniaVJ2017VJdVJbg 5.5 38

149
rddendumkJPalmieriVJOXJetJalXJwunctionalJzmplicationsJofJMicroRNrsJinJtrohnâ��sJuiseaseJRevealedJbyJ
zntegratingJMicroRNrJandJMessengerJRNrJvxpressionJProfilingXJzntXJ’XJMolXJSciXJcabhVJbiVJbfiaXJ
InternationaleJournaleofeMoleculareSciencesVJ2017VJbiVJcbbd

6.3 78

148 wunctionalJzmplicationsJofJMicroRNrsJinJtrohnQsJuiseaseJRevealedJbyJzntegratingJMicroRNrJandJ
MessengerJRNrJvxpressionJProfilingXJInternationaleJournaleofeMoleculareSciencesVJ2017VJbiVJ 6.3 14

147 uevelopmentalJtoordinationJuisorderJinJaJPatientJwithJMentalJuisabilityJandJaJMildJPhenotypeJ
tarryingJTerminalJgqcgWqterJueletionXJFrontierseineGeneticsVJ2017VJiVJcag 4.5 3

146 yighWconfidenceJassessmentJofJfunctionalJimpactJofJhumanJmitochondrialJnonWsynonymousJ
genomeJvariationsJbyJrPOxvvXJPLoSeComputationaleBiologyVJ2017VJbdVJebaafgci 5 31

145 TxwbetaJandJmiRNrJregulationJinJfamilialJandJsporadicJbreastJcancerXJOncotargetVJ2017VJiVJfahbfWfahcd3.3 17

144 rJprimaryJtumorJgeneJexpressionJsignatureJidentifiesJaJcrucialJroleJplayedJbyJtumorJstromaJ
myofibroblastsJinJlymphJnodeJinvolvementJinJoralJsquamousJcellJcarcinomaXJOncotargetVJ2017VJiVJbaejbdWbaejch3.3 8

143 MicroRNrJcoWexpressionJnetworksJexhibitJincreasedJcomplexityJinJpancreaticJductalJcomparedJtoJ
VaterQsJpapillaJadenocarcinomaXJOncotargetVJ2017VJiVJbafdcaWbafddj 3.3 4

142 MicroduplicationkJtlinicalJandJMolecularJtharacterizationJofJaJwurtherJtaseJandJReviewJofJtheJ
LiteratureXJMoleculareSyndromologyVJ2016VJhVJcicWcig 1.5 4

(2016-2018)
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141
WholeJexomeJsequencingJandJsingleJnucleotideJpolymorphismJarrayJanalysesJtoJidentifyJgermlineJ
alterationsJinJgenesJassociatedJwithJtestosteroneJmetabolismJinJaJpatientJwithJandrogenJ
insensitivityJsyndromeJandJearlyWonsetJcolorectalJcancerXJChineseeJournaleofeCancerVJ2016VJdfVJfb

2

140 miRNrJprofilingJinJserumJandJtissueJsamplesJtoJassessJnoninvasiveJbiomarkersJforJNStLtJclinicalJ
outcomeXJTumoreBiologyVJ2016VJdhVJffadWbd 2.9 14

139
rJrareJbutJrecurrentJtRilbdSRqcelqbeSJtranslocationJinJsWcellJchronicJlymphocyticJleukaemiaJcausingJ
MYtJupWregulationJandJconcomitantJlossJofJPVTbVJmiRWbfYbgJandJuLvUhXJBritisheJournaleofe
HaematologyVJ2016VJbhcVJcjgWj

4.5 4

138 rnalysisJofJclockJgeneWmiRNrJcorrelationJnetworksJrevealsJcandidateJdriversJinJcolorectalJcancerXJ
OncotargetVJ2016VJhVJefeeeWefegb 3.3 15

137
SupportJVectorJMachineJsasedJonJmicroRNrJvxpressionJProfilesJtoJPredictJyistologicalJOriginJofJ
rmpullaryJtarcinomakJtaseJReportJofJaJPatientJrffectedJwromJrdenocarcinomaJofJtheJPapillaJofJ
VaterJWithJLynchJSyndromeXJPancreasVJ2016VJefVJgcgWj

2.6 1

136 xeneJexpressionJofJmuscularJandJneuronalJpathwaysJisJcooperativelyJdysregulatedJinJpatientsJwithJ
idiopathicJachalasiaXJScientificeReportsVJ2016VJgVJdbfej 4.9 19

135 TwoJmaternalJduplicationsJinvolvingJtheJtuβNbtJgeneJareJassociatedJwithJcontrastingJgrowthJ
phenotypesXJClinicaleEpigeneticsVJ2016VJiVJgj 7.7 6

134 tlinicalJandJmolecularJcharacterizationJofJaJdeJnovoJbjpbdXdJmicrodeletionXJMoleculareCytogeneticsVJ
2016VJjVJea 2 4

133 MultifacetedJenrichmentJanalysisJofJRNrWRNrJcrosstalkJrevealsJcooperatingJmicroWsocietiesJinJ
humanJcolorectalJcancerXJNucleiceAcidseResearchVJ2016VJeeVJeacfWdg 20.1 9

132 SystematicJanalysisJofJcircadianJgenesJusingJgenomeWwideJcuNrJmicroarraysJinJtheJinflammatoryJ
bowelJdiseaseJtranscriptomeXJChronobiologyeInternationalVJ2015VJdcVJjadWbg 3.6 31

131 rJsplicingJmutationJofJtheJyMxrcJgeneJisJassociatedJwithJSilverWRussellJsyndromeJphenotypeXJ
JournaleofeHumaneGeneticsVJ2015VJgaVJcihWjd 4.3 27

130 ReportJofJaJpatientJandJfurtherJclinicalJandJmolecularJcharacterizationJofJinterstitialJepbgXdJ
microduplicationXJMoleculareCytogeneticsVJ2015VJiVJbf 2 8

129 TargetJsequencingJapproachJintendedJtoJdiscoverJnewJmutationsJinJnonWsyndromicJintellectualJ
disabilityXJMutationeResearcheteFundamentaleandeMoleculareMechanismseofeMutagenesisVJ2015VJhibVJdcWg 3.3 6

128 rJnewJcaseJofJdeJnovoJgqceXcWqcfXcJdeletionJonJpaternalJchromosomeJgJwithJgrowthJhormoneJ
deficiencykJaJtwelveWyearJfollowWupJandJliteratureJreviewXJBMCeMedicaleGeneticsVJ2015VJbgVJgj 2.1 4

127 hqbbXcdJdosageWdependentJdysregulationJinJhumanJpluripotentJstemJcellsJaffectsJtranscriptionalJ
programsJinJdiseaseWrelevantJlineagesXJNatureeGeneticsVJ2015VJehVJbdcWeb 36.3 83

126 zncompleteJpenetranceJandJphenotypicJvariabilityJofJgqbgJdeletionsJincludingJSzMbXJEuropeane
JournaleofeHumaneGeneticsVJ2015VJcdVJbabaWi 5.3 25

125 TestisJdevelopmentJinJtheJabsenceJofJSRYkJchromosomalJrearrangementsJatJSOXjJandJSOXdXJ
EuropeaneJournaleofeHumaneGeneticsVJ2015VJcdVJbacfWdc 5.3 44

124 tRbflcbSJtranslocationsJleadingJtoJtheJconcurrentJdownregulationJofJRUNXbJandJitsJtranscriptionJ
factorJpartnerJgenesJSzNdrJandJTtwbcJinJmyeloidJdisordersXJMoleculareCancerVJ2015VJbeVJcbb 42.1 9
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123 ueJnovoJmicroduplicationJofJtyLbJinJaJpatientJwithJnonWsyndromicJdevelopmentalJphenotypesXJ
MoleculareCytogeneticsVJ2015VJiVJgg 2 12

122 NeurologicalJfeaturesJofJbeqceWqdcJinterstitialJdeletionkJreportJofJaJnewJcaseXJMoleculare
CytogeneticsVJ2015VJiVJjd 2 4

121 MaternalJuniparentalJisodisomyJRiUPuSJofJchromosomeJeJinJaJsubjectJwithJmildJintellectualJ
disabilityJandJspeechJdelayXJAmericaneJournaleofeMedicaleGeneticsseParteAVJ2015VJbghrVJccbjWcc 2.5 4

120 xenomeWwideJPathwayJrnalysisJUsingJxeneJvxpressionJuataJofJtolonicJMucosaJinJPatientsJwithJ
znflammatoryJsowelJuiseaseXJInflammatoryeBoweleDiseasesVJ2015VJcbVJbcgaWi 4.5 14

119
PaternalJuniparentalJdisomyJchromosomeJbeWlikeJsyndromeJdueJaJmaternalJdeJnovoJbgaJkbJ
deletionJatJtheJbeqdcXcJregionJnotJencompassingJtheJzxWJandJtheJMvxdWuMRskJPatientJreportJandJ
genotypeWphenotypeJcorrelationXJAmericaneJournaleofeMedicaleGeneticsseParteAVJ2015VJbghrVJdbdaWi

2.5 12

118 zdentificationJandJtlinicalJtharacterizationJofJrdultJPatientsJwithJMultigenerationalJuiabetesJ
MellitusXJPLoSeONEVJ2015VJbaVJeabdfiff 3.7 11

117 LossWofWwunctionJMutationsJinJrPPLbJinJwamilialJuiabetesJMellitusXJAmericaneJournaleofeHumane
GeneticsVJ2015VJjhVJbhhWif 11 91

116 vxcessJofJrunsJofJhomozygosityJisJassociatedJwithJsevereJcognitiveJimpairmentJinJintellectualJ
disabilityXJGeneticseineMedicineVJ2015VJbhVJdjgWj 8.1 16

115 MicrodeletionJofJbcqceXdbkJreportJofJaJgirlJwithJintellectualJdisabilityVJstereotypiesVJseizuresJandJ
facialJdysmorphismsXJAmericaneJournaleofeMedicaleGeneticsseParteAVJ2015VJbghrVJediWee 2.5 26

114 PatientJaffectedJbyJneurofibromatosisJtypeJbJandJthyroidJtWcellJhyperplasiaJharboringJpathogenicJ
germWlineJmutationsJinJbothJNwbJandJRvTJgenesXJGeneVJ2014VJfdgVJddcWf 3.8 16

113 uisruptionJofJtheJrSTNcYTRzMdcJlocusJatJjqddXbJisJaJriskJfactorJinJmalesJforJautismJspectrumJ
disordersVJruyuJandJotherJneurodevelopmentalJphenotypesXJHumaneMoleculareGeneticsVJ2014VJcdVJchfcWgi5.6 104

112 MicroRNrJexpressionJprofilingJinJmaleJandJfemaleJfamilialJbreastJcancerXJBritisheJournaleofeCancerVJ
2014VJbbbVJcdgbWi 8.7 14

111 xeneticJassociationJstudyJofJQTJintervalJhighlightsJroleJforJcalciumJsignalingJpathwaysJinJ
myocardialJrepolarizationXJNatureeGeneticsVJ2014VJegVJicgWdg 36.3 199

110 RhodobacterJsphaeroidesJadaptationJtoJhighJconcentrationsJofJcobaltJionsJrequiresJenergeticJ
metabolismJchangesXJFEMSeMicrobiologyeEcologyVJ2014VJiiVJdefWfh 4.3 20

109 vstablishmentJandJgeneticJcharacterizationJofJrNxMWtSSVJaJnovelVJimmortalJcellJlineJderivedJfromJaJ
humanJglioblastomaJmultiformeXJInternationaleJournaleofeOncologyVJ2014VJeeVJhbhWce 4.4 7

108 vvaluationJofJgenomeWwideJexpressionJprofilesJofJbloodJandJsputumJneutrophilsJinJcysticJfibrosisJ
patientsJbeforeJandJafterJantibioticJtherapyXJPLoSeONEVJ2014VJjVJebaeaia 3.7 12

107 rJmiRNrJsignatureJforJdefiningJaggressiveJphenotypeJandJprognosisJinJgliomasXJPLoSeONEVJ2014VJjVJebaijfa3.7 52

106
LowJprevalenceJofJyNwbrJmutationsJafterJmolecularJscreeningJofJmultipleJMOuYJgenesJinJfiJ
ztalianJfamiliesJrecruitedJinJtheJpediatricJorJadultJdiabetesJclinicJfromJaJsingleJztalianJhospitalXJ
DiabeteseCareVJ2014VJdhVJecfiWga

14.6 19

(2014-2015)
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105 TsRbJisJtheJcandidateJgeneJforJintellectualJdisabilityJinJpatientsJwithJaJcqceXcJinterstitialJdeletionXJ
AmericaneJournaleofeMedicaleGeneticsseParteAVJ2014VJbgerVJiciWdd 2.5 38

104 xiantJbreastJtumorsJinJaJpatientJwithJseckwithWWiedemannJsyndromeXJAmericaneJournaleofeMedicale
GeneticsseParteAVJ2014VJbgerVJbicWf 2.5 5

103 rJnovelJtzSucJintragenicJdeletionVJopticJneuropathyJandJplateletJaggregationJdefectJinJWolframJ
syndromeJtypeJcXJBMCeMedicaleGeneticsVJ2014VJbfVJii 2.1 52

102 tombinedJmicroRNrJandJvRJexpressionkJaJnewJclassifierJforJfamilialJandJsporadicJbreastJcancerJ
patientsXJJournaleofeTranslationaleMedicineVJ2014VJbcVJdbj 8.5 8

101 xenomicJorganizationJandJevolutionJofJdoubleJminutesYhomogeneouslyJstainingJregionsJwithJMYtJ
amplificationJinJhumanJcancerXJNucleiceAcidseResearchVJ2014VJecVJjbdbWef 20.1 67

100 SmallerJandJlargerJdeletionsJofJtheJWilliamsJseurenJsyndromeJregionJimplicateJgenesJinvolvedJinJ
mildJfacialJphenotypeVJepilepsyJandJautisticJtraitsXJEuropeaneJournaleofeHumaneGeneticsVJ2014VJccVJgeWha 5.3 46

99 VariableJphenotypeJinJbhqbcJmicrodeletionskJclinicalJandJmolecularJcharacterizationJofJaJnewJcaseXJ
GeneVJ2014VJfdiVJdhdWi 3.8 21

98 vYrbWrelatedJdisorderskJtwoJclinicalJcasesJandJaJliteratureJreviewXJInternationaleJournaleofePediatrice
OtorhinolaryngologyVJ2014VJhiVJbcabWba 1.7 8

97 rJdeJnovoJbbpbdJMicroduplicationJinJaJPatientJwithJSomeJweaturesJznvokingJSilverWRussellJ
SyndromeXJMoleculareSyndromologyVJ2014VJfVJbbWi 1.5 6

96
MultipleJtumorJtypesJincludingJleiomyomaJandJWilmsJtumorJinJaJpatientJwithJxorlinJsyndromeJdueJ
toJjqccXdJmicrodeletionJencompassingJtheJPTtybJandJwrNtWtJlociXJAmericaneJournaleofeMedicale
GeneticsseParteAVJ2013VJbgbrVJcijeWjab

2.5 15

95 MOuYJtypeJcJPfjSJxtβJmutantkJfounderJeffectJinJSouthJofJztalyXJClinicaleGeneticsVJ2013VJidVJidWh 4 4

94 iqbcXbqbcXdJdeJnovoJmicrodeletionJinvolvingJtheJtyuhJgeneJinJaJpatientJwithoutJtheJmajorJ
featuresJofJtyrRxvJsyndromekJcaseJreportJandJcriticalJreviewJofJtheJliteratureXJGeneVJ2013VJfbdVJcajWbd 3.8 8

93 dpbeXbJdeJnovoJmicrodeletionJinvolvingJtheJwOXPbJgeneJinJanJadultJpatientJwithJautismVJsevereJ
speechJdelayJandJdeficitJofJmotorJcoordinationXJGeneVJ2013VJfbgVJbahWbd 3.8 32

92
PaternalJdeletionJofJtheJbbpbfXfJcentromericWimprintingJcontrolJregionJisJassociatedJwithJ
alterationJofJimprintedJgeneJexpressionJandJrecurrentJsevereJintrauterineJgrowthJrestrictionXJ
JournaleofeMedicaleGeneticsVJ2013VJfaVJjjWbad

5.8 23

91 VyLJgeneJalterationsJinJztalianJpatientsJwithJisolatedJrenalJcellJcarcinomasXJInternationaleJournaleofe
BiologicaleMarkersVJ2013VJciVJcaiWbf 2.8 2

90
uifferencesJinJgeneJexpressionJandJcytokineJreleaseJprofilesJhighlightJtheJheterogeneityJofJdistinctJ
subsetsJofJadiposeJtissueWderivedJstemJcellsJinJtheJsubcutaneousJandJvisceralJadiposeJtissueJinJ
humansXJPLoSeONEVJ2013VJiVJefhijc

3.7 46

89 xenomeWwideJanalysisJofJdifferentiallyJexpressedJgenesJandJsplicingJisoformsJinJclearJcellJrenalJcellJ
carcinomaXJPLoSeONEVJ2013VJiVJehiefc 3.7 14

88 zdentificationJandJfunctionalJcharacterizationJofJthreeJNoLSJRnucleolarJlocalisationJsignalsSJ
mutationsJofJtheJtuthdJgeneXJPLoSeONEVJ2013VJiVJeiccjc 3.7 16

Massimo Carella
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87 rJrareJSddtJmutationJofJtTNNsbJencodingJ˛†WcateninJinJaJparathyroidJadenomaJfoundJinJanJztalianJ
primaryJhyperparathyroidJcohortXJEndocrineVJ2012VJebVJbfcWf 4 13

86 rnJemergingJphenotypeJofJinterstitialJbfqcfXcJmicrodeletionskJclinicalJreportJandJreviewXJAmericane
JournaleofeMedicaleGeneticsseParteAVJ2012VJbfirVJdbicWj 2.5 12

85 uPMcWtuxkJaJmuscularJdystrophyWdystroglycanopathyJsyndromeJwithJsevereJepilepsyXJAnnalseofe
NeurologyVJ2012VJhcVJffaWi 9.4 103

84 trSRJgeneJactivatingJmutationsJinJtwoJfamiliesJwithJautosomalJdominantJhypocalcemiaXJMoleculare
GeneticseandeMetabolismVJ2012VJbahVJfeiWfc 3.7 8

83 tuthdJmutationsJandJparafibrominJimmunohistochemistryJinJparathyroidJtumorskJclinicalJ
correlationsJinJaJsingleWcentreJpatientJcohortXJCellulareOncologyenDordrechtoVJ2012VJdfVJebbWcc 7.2 56

82 rJfurtherJcontributionJtoJtheJdelineationJofJtheJbhqcbXdbJmicrodeletionJsyndromekJcentralJnervousJ
involvementJinJtwoJztalianJpatientsXJEuropeaneJournaleofeMedicaleGeneticsVJ2012VJffVJeggWhb 2.6 12

81 TheJexpressionJofJleucineWrichJrepeatJgeneJfamilyJmembersJinJcolorectalJcancerXJExperimentale
BiologyeandeMedicineVJ2012VJcdhVJbbcdWi 3.7 16

80 rlteredJexpressionJofJtheJclockJgeneJmachineryJinJkidneyJcancerJpatientsXJBiomedicineeande
PharmacotherapyVJ2012VJggVJbhfWj 7.5 48

79
ThrombocytopeniaWabsentWradiusJsyndromeJinJaJchildJshowingJaJlargerJbqcbXbJdeletionJthanJtheJ
oneJinJhisJhealthyJmotherVJandJaJsignificantJdownregulationJofJtheJcommonlyJdeletedJgenesXJ
EuropeaneJournaleofeMedicaleGeneticsVJ2012VJffVJbcaWd

2.6 8

78 svrTkJsioinformaticsJvxonJrrrayJToolJtoJstoreVJanalyzeJandJvisualizeJrffymetrixJxenethipJyumanJ
vxonJrrrayJdataJfromJdiseaseJexperimentsXJBMCeBioinformaticsVJ2012VJbdJSupplJeVJScb 3.6 4

77 MolecularJpathwaysJundergoingJdramaticJtranscriptomicJchangesJduringJtumorJdevelopmentJinJtheJ
humanJcolonXJBMCeCancerVJ2012VJbcVJgai 4.8 13

76 znterstitialJbgpbdXdJmicroduplicationkJcaseJreportJandJcriticalJreviewJofJgenotypeWphenotypeJ
correlationXJEuropeaneJournaleofeMedicaleGeneticsVJ2012VJffVJhehWfc 2.6 14

75 MirnaJexpressionJprofilesJidentifyJdriversJinJcolorectalJandJpancreaticJcancersXJPLoSeONEVJ2012VJhVJeddggd3.7 116

74 rJnovelJdeletionJinJcqceXbqceXcJinJaJgirlJwithJmentalJretardationJandJgeneralizedJhypotoniakJaJcaseJ
reportXJMoleculareCytogeneticsVJ2012VJfVJb 2 16

73
rJnovelJmicrodeletionJsyndromeJatJdqbdXdbJcharacterisedJbyJdevelopmentalJdelayVJpostnatalJ
overgrowthVJhypoplasticJmaleJgenitalsVJandJcharacteristicJfacialJfeaturesXJJournaleofeMedicale
GeneticsVJ2012VJejVJbaeWj

5.8 42

72
TheJβtNQbOTbJimprintingJcontrolJregionJandJnonWcodingJRNrkJnewJpropertiesJderivedJfromJtheJ
studyJofJseckwithWWiedemannJsyndromeJandJSilverWRussellJsyndromeJcasesXJHumaneMoleculare
GeneticsVJ2012VJcbVJbaWcf

5.6 111

71 thromosomalJbhpbdXdJmicrodeletionJunmaskingJrecessiveJtanavanJdiseaseJmutationXJMoleculare
GeneticseandeMetabolismVJ2011VJbaeVJhagWh 3.7 3

70 ccqbbXcJuistalJueletionJSyndromekJuescriptionJofJaJNewJtaseJwithJTruncusJrrteriosusJTypeJcJandJ
ReviewXJMoleculareSyndromologyVJ2011VJcVJdfWee 1.5 16

(2011-2012)
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69
MentalJretardationVJcongenitalJheartJmalformationVJandJmyelodysplasiaJinJaJpatientJwithJaJcomplexJ
chromosomalJrearrangementJinvolvingJtheJcriticalJregionJcbqccXJAmericaneJournaleofeMedicale
GeneticsseParteAVJ2011VJbffrVJbgjhWhaf

2.5 14

68 uissectingJtheJmucosalJexpressionJofJhumanJleucineWrichJrepeatJfamilyJgenesJinJinflammatoryJ
bowelJdiseaseJpatientsXJInflammatoryeBoweleDiseasesVJ2011VJbhVJbideWf 4.5 1

67
yighJRrufbJmRNrJexpressionJcharacterizeJestrogenJreceptorWpositiveYprogesteronJ
receptorWnegativeJbreastJcancerJandJisJassociatedJwithJpatientQsJoutcomeXJInternationaleJournaleofe
CancerVJ2011VJbcjVJfdgWef

7.5 37

66 RegulationJofJβvrPbJexpressionJbyJpromoterJmethylationJinJmalignantJgliomasJandJassociationJ
withJpatientQsJoutcomeXJEpigeneticsVJ2011VJgVJdbhWcf 5.7 77

65 tlockJgeneJexpressionJlevelsJandJrelationshipJwithJclinicalJandJpathologicalJfeaturesJinJcolorectalJ
cancerJpatientsXJChronobiologyeInternationalVJ2011VJciVJiebWfb 3.6 98

64 MultipleJspinalJganglioneuromasJinJaJpatientJharboringJaJpathogenicJNwbJmutationXJClinicale
GeneticsVJ2010VJhhVJcjdWh 4 17

63 xeneJamplificationJasJdoubleJminutesJorJhomogeneouslyJstainingJregionsJinJsolidJtumorskJoriginJ
andJstructureXJGenomeeResearchVJ2010VJcaVJbbjiWcag 9.7 132

62 MolecularJanalysisJofJtheJyuuJgeneJinJneuroendocrineJlungJcancersXJLungeCancerVJ2010VJghVJgjWhf 5.9 23

61
LargeJrearrangementsJdetectedJbyJMLPrVJpointJmutationsVJandJsurveyJofJtheJfrequencyJofJ
mutationsJwithinJtheJSLtdrbJandJSLthrjJgenesJinJaJcohortJofJbhcJcystinuricJztalianJpatientsXJ
MoleculareGeneticseandeMetabolismVJ2010VJjjVJecWfc

3.7 28

60 OverlappingJgenesJmayJcontrolJreprogrammingJofJmouseJsomaticJcellsJintoJinducedJpluripotentJ
stemJcellsJRiPStsSJandJbreastJcancerJstemJcellsXJIneSilicoeBiologyVJ2010VJbaVJcahWcb 2 6

59 OnJtheJreproducibilityJofJresultsJofJpathwayJanalysisJinJgenomeWwideJexpressionJstudiesJofJ
colorectalJcancersXJJournaleofeBiomedicaleInformaticsVJ2010VJedVJdjhWeag 10.2 10

58 tonstitutionalJringJchromosomeJbbJmosaicismJinJaJWilmsJtumorJpatientkJtytogeneticVJmolecularJ
andJclinicoWpathologicalJstudiesXJAmericaneJournaleofeMedicaleGeneticsseParteAVJ2010VJbfcrVJbhfgWgd 2.5 8

57 thangesJinJtpxJislandsJpromoterJmethylationJpatternsJduringJductalJbreastJcarcinomaJprogressionXJ
CancereEpidemiologyeBiomarkerseandePreventionVJ2009VJbiVJcgjeWhaa 4 69

56 yighJspecificityJofJquantitativeJmethylationWspecificJPtRJanalysisJforJMxMTJpromoterJ
hypermethylationJdetectionJinJgliomasXJJournaleofeBiomedicineeandeBiotechnologyVJ2009VJcaajVJfdbgjc 20

55 MitochondrialJdysregulationJandJoxidativeJstressJinJpatientsJwithJchronicJkidneyJdiseaseXJBMCe
GenomicsVJ2009VJbaVJdii 4.5 160

54 PromoterJmethylationJcorrelatesJwithJreducedJNuRxcJexpressionJinJadvancedJcolonJtumourXJBMCe
MedicaleGenomicsVJ2009VJcVJbb 3.7 31

53 yearingJlossJfeaturesJinJx’scJbiallelicJmutationsJandJx’scYx’sgJdigenicJinheritanceJinJaJlargeJ
ztalianJcohortXJInternationaleJournaleofeAudiologyVJ2009VJeiVJbcWh 2.6 34

52 rreJMYObtJandJMYObwJassociatedJwithJhearingJlosspXJBiochimicaeEteBiophysicaeActaeteMoleculare
BasiseofeDiseaseVJ2009VJbhjcVJchWdc 6.9 24
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51
rJnovelJmissenseJmutationJinJtheJtonnexinJcgJgeneJassociatedJwithJautosomalJrecessiveJ
nonsyndromicJsensorineuralJhearingJlossJinJaJconsanguineousJTunisianJfamilyXJInternationaleJournale
ofePediatriceOtorhinolaryngologyVJ2009VJhdVJbchWdb

1.7 4

50 zdentificationJofJaJnovelJmutationJinJtheJSLtcgreJgeneJinJanJztalianJwithJfluctuatingJsensorineuralJ
hearingJlossXJInternationaleJournaleofePediatriceOtorhinolaryngologyVJ2009VJhdVJbefiWgd 1.7 10

49 RecurrentJmicrodeletionJatJbhqbcJasJaJcauseJofJMayerWRokitanskyWβusterWyauserJRMRβySJ
syndromekJtwoJcaseJreportsXJOrphaneteJournaleofeRareeDiseasesVJ2009VJeVJcf 4.2 90

48
tomparisonJbetweenJrealWtimeJquantitativeJPtRJdetectionJofJyvRcJmRNrJcopyJnumberJinJ
peripheralJbloodJandJvLzSrJofJserumJyvRcJproteinJforJdeterminingJyvRcJstatusJinJbreastJcancerJ
patientsXJCellulareOncologyVJ2009VJdbVJcadWbb

9

47 MtuNrJmutationJassociatedJwithJmitochondrialJdysfunctionJinJmegakaryoblasticJleukaemicJcellsXJ
LeukemiaVJ2008VJccVJbjdiWeb 10.7 10

46 siologicalJandJfunctionalJanalysisJofJstatisticallyJsignificantJpathwaysJderegulatedJinJcolonJcancerJ
byJusingJgeneJexpressionJprofilesXJInternationaleJournaleofeBiologicaleSciencesVJ2008VJeVJdgiWhi 11.2 4

45 MolecularJdetectionJofJneuronWspecificJvLrVWlikeWpositiveJcellsJinJtheJperipheralJbloodJofJpatientsJ
withJsmallWcellJlungJcancerXJCellulareOncologyVJ2008VJdaVJcjbWh 10

44 StatisticalJassessmentJofJfunctionalJcategoriesJofJgenesJderegulatedJinJpathologicalJconditionsJbyJ
usingJmicroarrayJdataXJBioinformaticsVJ2007VJcdVJcagdWhc 7.2 20

43 uevelopmentJofJrealWtimeJquantitativeJreverseJtranscriptionWPtRJforJyercJdetectionJinJperipheralJ
bloodJfromJpatientsJwithJbreastJcancerXJClinicaeChimicaeActaVJ2007VJdieVJfcWg 6.2 8

42 xenomicJinstabilityJandJincreasedJexpressionJofJsUsbsJandJMrucLbJgenesJinJductalJbreastJ
carcinomaXJCancereLettersVJ2007VJcfeVJcjiWdah 9.9 45

41 OnJtheJstatisticalJassessmentJofJclassifiersJusingJuNrJmicroarrayJdataXJBMCeBioinformaticsVJ2006VJhVJdih 3.6 48

40 PathogeneticJroleJofJtheJdeafnessWrelatedJMdeTJmutationJofJtxcgXJHumaneMoleculareGeneticsVJ2006
VJbfVJcfgjWih 5.6 66

39 vspinJgeneJRvSPNSJmutationsJassociatedJwithJautosomalJdominantJhearingJlossJcauseJdefectsJinJ
microvillarJelongationJorJorganisationXJJournaleofeMedicaleGeneticsVJ2006VJedVJbfhWgb 5.8 50

38 NwbJgeneJmutationsJrepresentJtheJmajorJmolecularJeventJunderlyingJneurofibromatosisWNoonanJ
syndromeXJAmericaneJournaleofeHumaneGeneticsVJ2005VJhhVJbajcWbab 11 115

37 wunctionalJcharacterizationJofJaJnovelJtxcgJRTffNSJmutationJassociatedJtoJnonWsyndromicJhearingJ
lossXJBiochemicaleandeBiophysicaleResearcheCommunicationsVJ2005VJddhVJhjjWiaf 3.4 22

36
StomatocyticJhaemolysisJandJmacrothrombocytopeniaJRMediterraneanJ
stomatocytosisYmacrothrombocytopeniaSJisJtheJhaematologicalJpresentationJofJphytosterolaemiaXJ
BritisheJournaleofeHaematologyVJ2005VJbdaVJcjhWdaj

4.5 113

35 MitochondrialJuNrJmutationsJinJpatientsJwithJpostlingualVJnonsyndromicJhearingJimpairmentXJ
EuropeaneJournaleofeHumaneGeneticsVJ2005VJbdVJcgWdd 5.3 96

34 rudiometricJevaluationJofJcarriersJofJtheJconnexinJcgJmutationJdfdelxXJEuropeaneArchiveseofe
OtotRhinotLaryngologyVJ2005VJcgcVJjcbWe 3.5 12

(2005-2009)

11



33
TheJcommonJWiggxYrJpolymorphismJinJtheJpromoterJregionJofJtheJUtPWcJgeneJisJassociatedJwithJ
reducedJriskJofJtypeJcJdiabetesJinJtaucasiansJfromJztalyXJJournaleofeClinicaleEndocrinologyeande
MetabolismVJ2005VJjaVJbbhgWia

5.6 63

32 tlinicalJandJgeneticJstudiesJinJhereditaryJspasticJparaplegiaJwithJthinJcorpusJcallosumXJNeurologyVJ
2004VJgcVJcgcWi 6.5 80

31 rJsecondJlocusJmappingJtoJcqdfWdgJforJfamilialJpseudohyperkalaemiaXJEuropeaneJournaleofeHumane
GeneticsVJ2004VJbcVJbahdWg 5.3 24

30
MolecularJbasisJofJhypoxanthineWguanineJphosphoribosyltransferaseJdeficiencyJinJztalianJ
LeschWNyhanJpatientskJidentificationJofJnineJnovelJmutationsXJJournaleofeInheritedeMetaboliceDiseaseVJ
2004VJchVJhghWhd

5.4 11

29 MolecularJandJfunctionalJanalysisJofJSUMwbJmutationsJinJmultipleJsulfataseJdeficiencyXJHumane
MutationVJ2004VJcdVJfhgWib 4.7 57

28 xOrLkJautomatedJxeneJOntologyJanalysisJofJexpressionJprofilesXJNucleiceAcidseResearchVJ2004VJdcVJWejcWj20.1 36

27 tongenitalJdyserythropoieticJanemiaJtypeJzzJinJhumanJpatientsJisJnotJdueJtoJmutationsJinJtheJ
erythroidJanionJexchangerJbXJBloodVJ2003VJbacVJchaeWf 2.2 4

26 rJnovelJautosomalJdominantJnonWsyndromicJdeafnessJlocusJRuwNreiSJmapsJtoJbcqbdWqbeJinJaJlargeJ
ztalianJfamilyXJHumaneGeneticsVJ2003VJbbcVJdbjWca 6.3 14

25 uementiaVJataxiaVJextrapyramidalJfeaturesVJandJepilepsykJphenotypeJspectrumJinJtwoJztalianJ
familiesJwithJspinocerebellarJataxiaJtypeJbhXJNeurologicaleSciencesVJ2003VJceVJbggWh 3.5 46

24 xeneticJheterogeneityJofJwxJsyndromekJaJfourthJlocusJRwxSeSJmapsJtoJXpbbXeWpbbXdJinJanJztalianJ
familyXJHumaneGeneticsVJ2003VJbbcVJbceWda 6.3 26

23 ’uvenileJhemochromatosisJlocusJmapsJtoJchromosomeJbqJinJaJwrenchJtanadianJpopulationXJ
EuropeaneJournaleofeHumaneGeneticsVJ2003VJbbVJfifWj 5.3 27

22 tongenitalJdyserythropoieticJanemiaJtypeJzzkJexclusionJofJsevenJcandidateJgenesXJBloodeCellsse
MoleculesseandeDiseasesVJ2003VJdaVJccWj 2.1 17

21 OtosclerosiskJexclusionJofJlinkageJtoJtheJOTStbJandJOTStcJlociJinJfourJztalianJfamiliesXJInternationale
JournaleofeAudiologyVJ2003VJecVJehfWia 2.6 5

20 zntergenerationalJinstabilityJandJmarkedJanticipationJinJStrWbhXJNeurologyVJ2003VJgbVJbeebWd 6.5 104

19 tharcotWMarieWToothJdiseaseJtypeJctkJaJdistinctJgeneticJentityXJtlinicalJandJmolecularJ
characterizationJofJtheJfirstJvuropeanJfamilyXJNeuromusculareDisordersVJ2002VJbcVJdjjWeae 2.9 24

18 uyPLtJanalysisJofJtheJMvtPcJgeneJinJztalianJRettJpatientsXJHumaneMutationVJ2001VJbiVJbdcWea 4.7 24

17
MYOgVJtheJhumanJhomologueJofJtheJgeneJresponsibleJforJdeafnessJinJSnellQsJwaltzerJmiceVJisJ
mutatedJinJautosomalJdominantJnonsyndromicJhearingJlossXJAmericaneJournaleofeHumaneGeneticsVJ
2001VJgjVJgdfWea

11 186

16 TheJgeneJTwRcJisJmutatedJinJaJnewJtypeJofJhaemochromatosisJmappingJtoJhqccXJNatureeGeneticsVJ
2000VJcfVJbeWf 36.3 649
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15 uetectionJofJtcicYJandJygduJinJtheJywvJgeneXJGeneticeTestingeandeMoleculareBiomarkersVJ2000VJeVJbbfWca 8

14 ’uvenileJhemochromatosisJlocusJmapsJtoJchromosomeJbqXJAmericaneJournaleofeHumaneGeneticsVJ
1999VJgeVJbdiiWjd 11 209

13 xenerationJofJaJtranscriptionJmapJofJaJbJMbaseJregionJcontainingJtheJywvJgeneJRgpccSXJEuropeane
JournaleofeHumaneGeneticsVJ1998VJgVJbafWbd 5.3 2

12 LinkageJanalysisJinJtwoJlargeJztalianJpedigreesJaffectedJwithJnailJpatellaJsyndromeXJEuropeane
JournaleofeHumaneGeneticsVJ1998VJgVJdefWj 5.3 2

11 xenomewideJsearchJforJdehydratedJhereditaryJstomatocytosisJRhereditaryJxerocytosisSkJmappingJofJ
locusJtoJchromosomeJbgJRbgqcdWqterSXJAmericaneJournaleofeHumaneGeneticsVJ1998VJgdVJibaWg 11 70

10 xrsrJRgammaWaminoWbutyricJacidSJneurotransmissionkJidentificationJandJfineJmappingJofJtheJ
humanJxrsrsJreceptorJgeneXJBiochemicaleandeBiophysicaleResearcheCommunicationsVJ1998VJcfaVJceaWf 3.4 31

9 tloningJofJaJnewJgeneJRwsbjSJwithinJyLrJclassJzJregionXJBiochemicaleandeBiophysicaleResearche
CommunicationsVJ1998VJcfaVJfffWh 3.4 7

8
tellularJRetinolJsindingJProteinJbJRRsPbSkJaJfrequentJpolymorphismVJrefinedJmapJpositionJandJ
exclusionJasJtheJslepharophimosisJPtosisJvpicanthusJinversusJSyndromeJgeneXJMoleculareande
CellulareProbesVJ1998VJbcVJcffWi

3.3 2

7 xeneticJyeterogeneityJofJtongenitalJuyserythropoieticJrnemiaJTypeJzzXJBloodVJ1998VJjcVJcfjdWcfje 2.2 39

6 yereditaryJhemochromatosiskJaJypazJpolymorphismJwithinJtheJyLrWyJgeneXJMoleculareandeCellulare
ProbesVJ1997VJbbVJccjWda 3.3 13

5 rJfrequentJpolymorphismJinJtheJfQJregionJofJtheJstMrJgeneXJMoleculareandeCellulareProbesVJ1997VJ
bbVJdbbWc 3.3 3

4 rJYrtJtontigJSpanningJtheJslepharophimosisWPtosisWJvpicanthusJinversusJSyndromeJandJPropionicJ
rcidemiaJLociXJEuropeaneJournaleofeHumaneGeneticsVJ1997VJfVJbhbWbhe 5.3 7

3 yereditaryJhemochromatosiskJgenerationJofJaJtranscriptionJmapJwithinJaJrefinedJandJextendedJmapJ
ofJtheJyLrJclassJzJregionXJGenomicsVJ1996VJdbVJdbjWcg 4.3 21

2 tonstructionJofJaJYrtJcontigJcoveringJhumanJchromosomeJgpccXJGenomicsVJ1996VJdgVJdjjWeah 4.3 18

1 TwoJpolymorphicJrepeatsJinJtheJcandidateJregionJforJtheJhaemochromatosisJgeneXJMoleculareande
CellulareProbesVJ1996VJbaVJegjWha 3.3
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