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j Paper IF Citations

209 TJtellJzmmunodeficiencyVJtongenitalJrlopeciaVJandJγailJuystrophyJ2022VJbWg

208 uixeorgeJSyndromeJ2022VJbWh

207 tlinicalJβanifestationsJofJccqbbXcJueletionJSyndromeXJHeartfFailurefClinicsVJ2022VJbiVJbffWbge 3.3 4

206 taseJReportkJSevereJRhabdomyolysisJandJβultiorganJwailureJrfterJthrdεxbJntoVWbjJVaccinationXXJ
FrontiersfinfImmunologyVJ2022VJbdVJiefejg 8.4 0

205 μrogressiveJuepletionJofJsJandJTJαymphocytesJinJμatientsJwithJrtaxiaJTelangiectasiakJResultsJofJtheJ
ztalianJμrimaryJzmmunodeficiencyJγetworkXXJJournalfoffClinicalfImmunologyVJ2022VJb 5.7 0

204 βechanismsJofJimmuneJtoleranceJbreakdownJinJinbornJerrorsJofJimmunityJ2022VJhdWjf

203 RespiratoryJβanifestationsJinJμrimaryJzmmunodeficiencieskJwindingsJwromJaJμediatricJandJrdultJ
tohortXJArchivosfDefBronconeumologiaVJ2021VJfhVJhbcWhbe 0.7

202 tlinicalJoutcomeVJincidenceVJandJSrRSWtoVWcJinfectionWfatalityJratesJinJztalianJpatientsJwithJinbornJ
errorsJofJimmunityXJJournalfoffAllergyfandfClinicalfImmunology:finfPracticeVJ2021VJjVJcjaeWcjagXec 5.4 24

201
znJrtaxiaWTelangiectasiaVJεralJsetamethasoneJrdministrationJrmelioratesJαymphocytesJ
wunctionalityJthroughJβodulationJofJtheJzαWhYzαWhR˛–JrxisJμarallelingJtheJγeurologicalJsehaviorkJrJ
tomparativeJReportJofJTwoJtasesXJImmunologicalfInvestigationsVJ2021VJfaVJcjfWdad

2.9 2

200 tomplementJsystemJnetworkJinJcellJphysiologyJandJinJhumanJdiseasesXJInternationalfReviewsfoff
ImmunologyVJ2021VJeaVJbfjWbha 4.6 4

199 RespiratoryJβanifestationsJinJμrimaryJzmmunodeficiencieskJwindingsJwromJaJμediatricJandJrdultJ
tohortXJArchivosfDefBronconeumologiaVJ2021VJfhVJhbcWhbc 0.7 1

198 xrowthJyormoneJReceptorJRxhrSJgˇ�JμseudoexonJrctivationkJrJγovelJtauseJεfJSevereJxrowthJ
yormoneJznsensitivityJRxhiSXJJournalfoffClinicalfEndocrinologyfandfMetabolismVJ2021VJ 5.6 2

197 SrRSWtoVWcJznfectionJinJtheJzmmunodeficientJyostkJγecessaryJandJuispensableJzmmuneJμathwaysXJ
JournalfoffAllergyfandfClinicalfImmunology:finfPracticeVJ2021VJjVJdcdhWdcei 5.4 1

196 SimpleJβeasurementJofJzgrJμredictsJzmmunityJandJβortalityJinJrtaxiaWTelangiectasiaXJJournalfoff
ClinicalfImmunologyVJ2021VJebVJbihiWbijc 5.7 2

195 vxpandingJtheJγudeJStzuYtzuJμhenotypeJrssociatedJwithJwεXγbJyomozygousVJtompoundJ
yeterozygousVJorJyeterozygousJβutationsXJJournalfoffClinicalfImmunologyVJ2021VJebVJhfgWhgi 5.7 4

194 αongWtermJfollowWupJofJbgiJpatientsJwithJXWlinkedJagammaglobulinemiaJrevealsJincreasedJ
morbidityJandJmortalityXJJournalfoffAllergyfandfClinicalfImmunologyVJ2020VJbegVJecjWedh 11.5 35

193 tlinicalVJzmmunologicalVJandJwunctionalJtharacterizationJofJSixJμatientsJwithJVeryJyighJzgβJαevelsXJ
JournalfoffClinicalfMedicineVJ2020VJjVJ 5.1 1
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192
tlinicalJμhenotypeVJzmmunologicalJrbnormalitiesVJandJxenomicJwindingsJinJμatientsJwithJuixeorgeJ
SpectrumJμhenotypeJwithoutJccqbbXcJueletionXJJournalfoffAllergyfandfClinicalfImmunology:finf
PracticeVJ2020VJiVJdbbcWdbca

5.4 4

191
yealthWRelatedJωualityJofJαifeJandJvmotionalJuifficultiesJinJthronicJxranulomatousJuiseasekJuataJ
onJrdultJandJμediatricJμatientsJfromJztalianJγetworkJforJμrimaryJzmmunodeficiencyJRzμzγetSXJ
JournalfoffClinicalfImmunologyVJ2020VJeaVJcijWcji

5.7 7

190 TheJztalianJRegistryJforJμrimaryJzmmunodeficienciesJRztalianJμrimaryJzmmunodeficiencyJγetworklJ
zμzγetSkJTwentyJYearsJofJvxperienceJRbjjjWcabjSXJJournalfoffClinicalfImmunologyVJ2020VJeaVJbacgWbadh 5.7 6

189 TWtellJzmmunodeficienciesJWithJtongenitalJrlterationsJofJThymicJuevelopmentkJxenesJzmplicatedJ
andJuifferentialJzmmunologicalJandJtlinicalJweaturesXJFrontiersfinfImmunologyVJ2020VJbbVJbidh 8.4 9

188
tonsensusJofJtheJztalianJμrimaryJzmmunodeficiencyJγetworkJonJtransitionJmanagementJfromJ
pediatricJtoJadultJcareJinJpatientsJaffectedJwithJchildhoodWonsetJinbornJerrorsJofJimmunityXJJournalf
offAllergyfandfClinicalfImmunologyVJ2020VJbegVJjghWjid

11.5 0

187
tlinicalVJzmmunologicalVJandJβolecularJweaturesJofJTypicalJandJrtypicalJSevereJtombinedJ
zmmunodeficiencykJReportJofJtheJztalianJμrimaryJzmmunodeficiencyJγetworkXJFrontiersfinf
ImmunologyVJ2019VJbaVJbjai

8.4 19

186
yeterozygousJwεXγbJVariantsJtauseJαowJTRvtsJandJSevereJTJtellJαymphopeniaVJRevealingJaJ
trucialJRoleJofJwεXγbJinJSupportingJvarlyJThymopoiesisXJAmericanfJournalfoffHumanfGeneticsVJ2019
VJbafVJfejWfgb

11 28

185 αentiviralJgeneJtherapyJcorrectsJplateletJphenotypeJandJfunctionJinJpatientsJwithJWiskottWrldrichJ
syndromeXJJournalfoffAllergyfandfClinicalfImmunologyVJ2019VJbeeVJicfWidi 11.5 29

184 yeterozygousJmissenseJvariantsJofJSμTsγcJareJaJfrequentJcauseJofJcongenitalJcerebellarJataxiaXJ
ClinicalfGeneticsVJ2019VJjgVJbgjWbhf 4 16

183 TargetedJγxSJμlatformsJforJxeneticJScreeningJandJxeneJuiscoveryJinJμrimaryJzmmunodeficienciesXJ
FrontiersfinfImmunologyVJ2019VJbaVJdbg 8.4 22

182 XWlinkedJagammaglobulinemiaJRXαrSkμhenotypeVJdiagnosisVJandJtherapeuticJchallengesJaroundJtheJ
worldXJWorldfAllergyfOrganizationfJournalVJ2019VJbcVJbaaabi 5.2 53

181 zmmunophenotypeJrnomaliesJμredictJtheJuevelopmentJofJrutoimmuneJtytopeniaJinJccqbbXcJ
ueletionJSyndromeXJJournalfoffAllergyfandfClinicalfImmunology:finfPracticeVJ2019VJhVJcdgjWcdhg 5.4 22

180
rutosomalWdominantJhyperWzgvJsyndromeJisJassociatedJwithJappearanceJofJinfectionsJearlyJinJlifeJ
andYorJneonatalJrashkJvvidenceJfromJtheJztalianJcohortJofJgbJpatientsJwithJelevatedJzgvXJJournalfoff
AllergyfandfClinicalfImmunology:finfPracticeVJ2019VJhVJcahcWcahfXee

5.4 4

179
SubcutaneousJzmmunoglobulinJTwentyJμercentJvveryJTwoJWeeksJinJμediatricJμatientsJwithJμrimaryJ
zmmunodeficiencieskJSubcohortJrnalysisJofJtheJzszSJStudyXJPediatrictfAllergytfImmunologytfandf
PulmonologyVJ2019VJdcVJhaWhf

0.8 2

178 εralJThrushJandJεnychomycosisJ2019VJdhbWdhg

177 RecurrentJtoldJSuppurativeJxranulomatousJαymphadenitisJ2019VJdehWdfc

176 rJcaseJofJincontinentiaJpigmentiJassociatedJwithJcongenitalJabsenceJofJportalJveinJsystemJandJ
nodularJregenerativeJhyperplasiaXJBritishfJournalfoffDermatologyVJ2019VJbiaVJgheWghf 4 1

175 wollowWupJandJoutcomeJofJsymptomaticJpartialJorJabsoluteJzgrJdeficiencyJinJchildrenXJEuropeanf
JournalfoffPediatricsVJ2019VJbhiVJfbWga 4.1 10

(2019-2020)
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174 βinimumJeffectiveJbetamethasoneJdosageJonJtheJneurologicalJphenotypeJinJpatientsJwithJ
ataxiaWtelangiectasiakJaJmulticenterJobserverWblindJstudyXJEuropeanfJournalfoffNeurologyVJ2018VJcfVJiddWiea6 9

173 zmpairedJplateletJactivationJinJpatientsJwithJhereditaryJdeficiencyJofJpehXJBritishfJournalfoff
HaematologyVJ2018VJbiaVJefeWefg 4.5 5

172 γeutralizingJrntiWtytokineJrutoantibodiesJrgainstJznterferonW˛–JinJzmmunodysregulationJ
μolyendocrinopathyJvnteropathyJXWαinkedXJFrontiersfinfImmunologyVJ2018VJjVJfee 8.4 19

171 siweeklyJyizentra´fiJinJμrimaryJzmmunodeficiencykJaJβulticenterVJεbservationalJtohortJStudyJRzszSSXJ
JournalfoffClinicalfImmunologyVJ2018VJdiVJgacWgaj 5.7 7

170 εtolaryngologicalJfeaturesJinJaJcohortJofJpatientsJaffectedJwithJccqbbXcJdeletionJsyndromekJrJ
monocentricJsurveyXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2018VJbhgVJcbciWcbde 2.5 6

169
uirectJandJzndirectJtostsJofJzmmunoglobulinJReplacementJTherapyJinJμatientsJwithJtommonJ
VariableJzmmunodeficiencyJRtVzuSJandJXWαinkedJrgammaglobulinemiaJRXαrSJinJztalyXJClinicalfDrugf
InvestigationVJ2018VJdiVJjffWjgf

3.2 1

168
zmpairedJnaturalJkillerJcellJfunctionsJinJpatientsJwithJsignalJtransducerJandJactivatorJofJ
transcriptionJbJRSTrTbSJgainWofWfunctionJmutationsXJJournalfoffAllergyfandfClinicalfImmunologyVJ2017
VJbeaVJffdWfgeXee

11.5 33

167 uixeorgeWlikeJsyndromeJinJaJchildJwithJaJdpbcXdJdeletionJinvolvingJβzRechdJgeneJbornJtoJaJmotherJ
withJgestationalJdiabetesJmellitusXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2017VJbhdVJbjbdWbjbi 2.5 6

166 RecommendationsJregardingJsplenectomyJinJhereditaryJhemolyticJanemiasXJHaematologicaVJ2017VJ
bacVJbdaeWbdbd 6.6 77

165 rbnormalJcellWclearanceJandJaccumulationJofJautophagicJvesiclesJinJlymphocytesJfromJpatientsJ
affectedJwithJrtaxiaWTeleangiectasiaXJClinicalfImmunologyVJ2017VJbhfVJbgWcf 9 16

164 γruμyJεxidaseJueficiencykJrJβultisystemJrpproachXJOxidativefMedicinefandfCellularfLongevityVJ
2017VJcabhVJefjabch 6.7 21

163 wεXγbJueficiencykJfromJtheJuiscoveryJtoJγovelJTherapeuticJrpproachesXJJournalfoffClinicalf
ImmunologyVJ2017VJdhVJhfbWhfi 5.7 17

162 srainJabscessesJinJchildrenkJanJztalianJmulticentreJstudyXJEpidemiologyfandfInfectionVJ2017VJbefVJcieiWciff4.3 13

161 TwoJsrothersJwithJrtypicalJRelatedJyemophagocyticJαymphohistiocytosisJtharacterizedJbyJ
βassiveJαungJandJsrainJznvolvementXJFrontiersfinfImmunologyVJ2017VJiVJbijc 8.4 6

160 UnravelingJtheJαinkJsetweenJvctodermalJuisordersJandJμrimaryJzmmunodeficienciesXJInternationalf
ReviewsfoffImmunologyVJ2016VJdfVJcfWdi 4.6 6

159 tlinicalJandJimmunologicalJdataJofJnineJpatientsJwithJchronicJmucocutaneousJcandidiasisJdiseaseXJ
DatafinfBriefVJ2016VJhVJdbbWf 1.2 9

158 tlinicalJheterogeneityJofJdominantJchronicJmucocutaneousJcandidiasisJdiseasekJpresentingJasJ
treatmentWresistantJcandidiasisJandJchronicJlungJdiseaseXJClinicalfImmunologyVJ2016VJbgeVJbWj 9 22

157 αongWtermJeffectsJofJgrowthJhormoneJRxySJreplacementJtherapyJonJhematopoiesisJinJaJlargeJ
cohortJofJchildrenJwithJxyJdeficiencyXJEndocrineVJ2016VJfdVJbjcWi 4 8
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156 rJsronchovascularJrnomalyJinJaJμatientJWithJccqbbXcJueletionJSyndromeXJJournalfoffInvestigationalf
AllergologyfandfClinicalfImmunologyVJ2016VJcgVJdjaWdjc 2.3 2

155
WiskottWrldrichJSyndromekJrJRetrospectiveJStudyJonJfhfJμatientsJrnalyzingJtheJzmpactJofJ
SplenectomyVJStemJtellJTransplantationVJorJγoJuefinitiveJTreatmentJonJwrequencyJofJ
uiseaseWRelatedJtomplicationsJandJμhysicianWμerceivedJωualityJofJαifeXJBloodVJ2016VJbciVJdggWdgg

2.2 1

154 uiagnosticsJofJμrimaryJzmmunodeficienciesJthroughJγextWxenerationJSequencingXJFrontiersfinf
ImmunologyVJ2016VJhVJegg 8.4 44

153 γovelJwindingsJintoJrzRvJxeneticsJandJwunctioningkJtlinicalJzmplicationsXJFrontiersfinfPediatricsVJ2016
VJeVJig 3.4 21

152 UnbalancedJzmmuneJSystemkJzmmunodeficienciesJandJrutoimmunityXJFrontiersfinfPediatricsVJ2016VJ
eVJbah 3.4 16

151 γovelJSTrTbJgainWofWfunctionJmutationJandJsuppurativeJinfectionsXJPediatricfAllergyfandf
ImmunologyVJ2016VJchVJccaWd 4.2 11

150 TargetedJnextWgenerationJsequencingJrevealedJβYuiiJdeficiencyJinJaJchildJwithJchronicJyersiniosisJ
andJgranulomatousJlymphadenitisXJJournalfoffAllergyfandfClinicalfImmunologyVJ2016VJbdhVJbfjbWbfjfXee 11.5 7

149 rJmutationJinJcaspaseWjJdecreasesJtheJexpressionJofJsrwwRJandJztεSJinJpatientsJwithJ
immunodeficiencyJandJlymphoproliferationXJGenesfandfImmunityVJ2015VJbgVJbfbWgb 4.4 4

148 ThymicJstromalJalterationsJandJgeneticJdisordersJofJimmuneJsystemXJFrontiersfinfImmunologyVJ2015VJ
gVJib 8.4 4

147 SevereJcombinedJimmunodeficiencyWWanJupdateXJAnnalsfoffthefNewfYorkfAcademyfoffSciencesVJ2015VJ
bdfgVJjaWbag 6.5 54

146 γutritionalJStatusJinJrgammaglobulinemiakJrnJztalianJβulticenterJStudyXJJournalfoffClinicalf
ImmunologyVJ2015VJdfVJfjfWh 5.7 1

145 sJcellsJfromJnuclearJfactorJksJessentialJmodulatorJdeficientJpatientsJfailJtoJdifferentiateJtoJ
antibodyJsecretingJcellsJinJresponseJtoJTαRjJligandXJClinicalfImmunologyVJ2015VJbgbVJbdbWf 9 4

144 tlinicalJfeaturesJandJfollowWupJinJpatientsJwithJccqbbXcJdeletionJsyndromeXJJournalfoffPediatricsVJ
2014VJbgeVJbehfWiaXec 3.6 83

143 TheJμedμruJstudykJboysJpredominateJinJtheJhypogammaglobulinaemiaJregistryJofJtheJvSzuJonlineJ
databaseXJClinicalfandfExperimentalfImmunologyVJ2014VJbhgVJdihWjd 6.2 11

142 wεXγbJinJorganJdevelopmentJandJhumanJdiseasesXJInternationalfReviewsfoffImmunologyVJ2014VJddVJidWjd4.6 35

141 xastrointestinalJinvolvementJinJpatientsJaffectedJwithJccqbbXcJdeletionJsyndromeXJScandinavianf
JournalfoffGastroenterologyVJ2014VJejVJcheWj 2.4 25

140 znsightJintoJzKsKxYγvβεJlocuskJreportJofJnewJmutationsJandJcomplexJgenomicJrearrangementsJ
leadingJtoJincontinentiaJpigmentiJdiseaseXJHumanfMutationVJ2014VJdfVJbgfWhh 4.7 57

139 uifferentJdegreesJofJγruμyJoxidaseJcJregulationJandJinJvivoJplateletJactivationkJlessonJfromJ
chronicJgranulomatousJdiseaseXJJournalfoffthefAmericanfHeartfAssociationVJ2014VJdVJeaaajca 6 28

(2014-2016)
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138 tutaneousJvasculitisJinJpatientsJwithJautoimmuneJpolyendocrineJsyndromeJtypeJbkJreportJofJaJcaseJ
andJbriefJreviewJofJtheJliteratureXJBMCfPediatricsVJ2014VJbeVJchc 2.6 9

137 yighWcontentJcytometryJandJtranscriptomicJbiomarkerJprofilingJofJhumanJsWcellJactivationXJJournalf
offAllergyfandfClinicalfImmunologyVJ2014VJbddVJbhcWiaXebWba 11.5 11

136 zntergenerationalJandJintrafamilialJphenotypicJvariabilityJinJccqbbXcJdeletionJsyndromeJsubjectsXJ
BMCfMedicalfGeneticsVJ2014VJbfVJb 2.1 28

135 TheJRbfgyJvariationJinJzαWbcR˛†bJisJnotJaJmutationXJItalianfJournalfoffPediatricsVJ2013VJdjVJbc 3.2 1

134 yypertransaminasemiaJandJfatalJlungJdiseasekJaJcaseJreportXJItalianfJournalfoffPediatricsVJ2013VJdjVJj 3.2 0

133 γonWautoimmuneJsubclinicalJhypothyroidismJdueJtoJaJmutationJinJTSyJreceptorkJreportJonJtwoJ
brothersXJItalianfJournalfoffPediatricsVJ2013VJdjVJf 3.2 5

132 TreatmentJofJchildrenJwithJchronicJviralJhepatitiskJwhatJisJavailableJandJwhatJisJinJstoreXJWorldf
JournalfoffPediatricsVJ2013VJjVJcbcWca 4.6 5

131 SteroidJtreatmentJinJrtaxiaWTelangiectasiaJinducesJalterationsJofJfunctionalJmagneticJresonanceJ
imagingJduringJpronoWsupinationJtaskXJEuropeanfJournalfoffPaediatricfNeurologyVJ2013VJbhVJbdfWea 3.8 18

130
yumanJskinWderivedJkeratinocytesJandJfibroblastsJcoWculturedJonJduJpolyJ˛µWcaprolactoneJscaffoldJ
supportJinJvitroJyStJdifferentiationJintoJTWlineageJcommittedJcellsXJInternationalfImmunologyVJ2013VJ
cfVJhadWbe

4.9 14

129 γonJinvasiveJassessmentJofJlungJdiseaseJinJataxiaJtelangiectasiaJbyJhighWfieldJmagneticJresonanceJ
imagingXJJournalfoffClinicalfImmunologyVJ2013VJddVJbbifWjb 5.7 18

128 setamethasoneJtherapyJinJataxiaJtelangiectasiakJunravelingJtheJrationaleJofJthisJserendipitousJ
observationJonJtheJbasisJofJtheJpathogenesisXJEuropeanfJournalfoffNeurologyVJ2013VJcaVJheaWh 6 16

127 uoesJγruμyJoxidaseJdeficiencyJcauseJarteryJdilatationJinJhumanspXJAntioxidantsfandfRedoxf
SignalingVJ2013VJbiVJbejbWg 8.4 25

126 ReducedJatheroscleroticJburdenJinJsubjectsJwithJgeneticallyJdeterminedJlowJoxidativeJstressXJ
ArteriosclerosistfThrombosistfandfVascularfBiologyVJ2013VJddVJeagWbc 9.4 46

125 γetworkingJsetweenJ˛‡cJandJxyWRJSignalingJinJtheJtontrolJofJtellJxrowthXJCurrentfSignalf
TransductionfTherapyVJ2013VJiVJghWhd 0.8

124 γewJstrategiesJforJtheJtreatmentJofJlysosomalJstorageJdiseasesJRreviewSXJInternationalfJournalfoff
MolecularfMedicineVJ2013VJdbVJbbWca 4.4 71

123 wεXγbkJrJβasterJRegulatorJxeneJofJThymicJvpithelialJuevelopmentJμrogramXJFrontiersfinf
ImmunologyVJ2013VJeVJbih 8.4 51

122 rlterationsJofJtheJautoimmuneJregulatorJtranscriptionJfactorJandJfailureJofJcentralJtolerancekJ
rμvtvuJasJaJmodelXJExpertfReviewfoffClinicalfImmunologyVJ2013VJjVJedWfb 5.1 11

121 μhenotypicJcharacterizationJandJoutcomeJofJpaediatricJpatientsJaffectedJwithJhaemophagocyticJ
syndromeJofJunknownJgeneticJcauseXJBritishfJournalfoffHaematologyVJ2013VJbgcVJhbdWh 4.5 1
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120 rμvtvukJrJμaradigmJofJtomplexJznteractionsJbetweenJxeneticJsackgroundJandJSusceptibilityJ
wactorsXJFrontiersfinfImmunologyVJ2013VJeVJddb 8.4 25

119 βolecularJevidenceJforJaJthymusWindependentJpartialJTJcellJdevelopmentJinJaJwεXγbWYWJathymicJ
humanJfetusXJPLoSfONEVJ2013VJiVJeibhig 3.7 5

118 rutoimmuneJpolyendocrinopathyWcandidiasisWectodermalJdystrophyJfromJtheJpediatricJ
perspectiveXJJournalfoffEndocrinologicalfInvestigationVJ2013VJdgVJjadWbc 5.2 13

117 SevereJcombinedJimmunodeficienceskJnewJandJoldJscenariosXJInternationalfReviewsfoffImmunologyVJ
2012VJdbVJedWgf 4.6 37

116
ueJnovoJbdqbcXdWqbeXbbJdeletionJinvolvingJsRtrcJgeneJinJaJpatientJwithJdevelopmentalJdelayVJ
elevatedJzgβJlevelsVJtransientJataxiaVJandJcerebellarJhypoplasiaVJmimickingJanJrWTJlikeJphenotypeXJ
AmericanfJournalfoffMedicalfGeneticstfPartfAVJ2012VJbfirVJcfhbWg

2.5 6

115 rlteredJregulatoryJmechanismsJgoverningJcellJsurvivalJinJchildrenJaffectedJwithJclusteringJofJ
autoimmuneJdisordersXJItalianfJournalfoffPediatricsVJ2012VJdiVJec 3.2

114 yyperJzgβJsyndromeJpresentingJasJchronicJsuppurativeJlungJdiseaseXJItalianfJournalfoffPediatricsVJ
2012VJdiVJef 3.2 4

113 znterleukinJbcJreceptorJdeficiencyJinJaJchildJwithJrecurrentJbronchopneumoniaJandJveryJhighJzgvJ
levelsXJItalianfJournalfoffPediatricsVJ2012VJdiVJeg 3.2 4

112 rJcaseJofJgalactosemiaJmisdiagnosedJasJcowQsJmilkJintoleranceXJItalianfJournalfoffPediatricsVJ2012VJ
diVJeh 3.2 2

111 rcuteJadrenalJfailureJasJtheJpresentingJfeatureJofJprimaryJantiphospholipidJsyndromeJinJaJchildXJ
ItalianfJournalfoffPediatricsVJ2012VJdiVJej 3.2 1

110 μrecociousJpubertyJinJTurnerJSyndromekJreportJofJaJcaseJandJreviewJofJtheJliteratureXJItalianf
JournalfoffPediatricsVJ2012VJdiVJfe 3.2 17

109 TherapeuticJoptionsJinJpediatricJnonJalcoholicJfattyJliverJdiseasekJcurrentJstatusJandJfutureJ
directionsXJItalianfJournalfoffPediatricsVJ2012VJdiVJff 3.2 28

108 soneJhealthJinJchildrenJwithJlongWtermJidiopathicJsubclinicalJhypothyroidismXJItalianfJournalfoff
PediatricsVJ2012VJdiVJfg 3.2 18

107 xeneticJbasisJofJalteredJcentralJtoleranceJandJautoimmuneJdiseaseskJaJlessonJfromJrzRvJmutationsXJ
InternationalfReviewsfoffImmunologyVJ2012VJdbVJdeeWgc 4.6 14

106 yumanJwεXγbWdeficiencyJisJassociatedJwithJ˛–˛†JdoubleWnegativeJandJwoxμdUJTWcellJexpansionsJthatJ
areJdistinctlyJmodulatedJuponJthymicJtransplantationXJPLoSfONEVJ2012VJhVJedhaec 3.7 28

105 γoonanWlikeJsyndromeJwithJlooseJanagenJhairJassociatedJwithJgrowthJhormoneJinsensitivityJandJ
atypicalJneurologicalJmanifestationsXJAmericanfJournalfoffMedicalfGeneticstfPartfAVJ2012VJbfirVJifgWga 2.5 13

104 βagneticJresonanceJimagingJisJanJaccurateJandJreliableJmethodJtoJevaluateJnonWcysticJfibrosisJ
paediatricJlungJdiseaseXJRespirologyVJ2012VJbhVJihWjb 3.6 51

103 μatientWcentredJscreeningJforJprimaryJimmunodeficiencyVJaJmultiWstageJdiagnosticJprotocolJ
designedJforJnonWimmunologistskJcabbJupdateXJClinicalfandfExperimentalfImmunologyVJ2012VJbghVJbaiWbj 6.2 106

(2012-2013)
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102 TheJvuropeanJinternetWbasedJpatientJandJresearchJdatabaseJforJprimaryJimmunodeficiencieskJ
updateJcabbXJClinicalfandfExperimentalfImmunologyVJ2012VJbghVJehjWjb 6.2 79

101 rutoimmuneJpolyendocrinopathyJcandidiasisJectodermalJdystrophykJinsightsJintoJ
genotypeWphenotypeJcorrelationXJInternationalfJournalfoffEndocrinologyVJ2012VJcabcVJdfdcfa 2.7 35

100 wromJmurineJtoJhumanJnudeYStzukJtheJthymusVJTWcellJdevelopmentJandJtheJmissingJlinkXJClinicalfandf
DevelopmentalfImmunologyVJ2012VJcabcVJeghbab 32

99 RoleJofJtheJcommonJ˛‡JchainJinJcellJcycleJprogressionJofJhumanJmalignantJcellJlinesXJInternationalf
ImmunologyVJ2012VJceVJbfjWgh 4.9 8

98 tlinicalJyeterogeneityJinJtwoJpatientsJwithJγoonanWlikeJSyndromeJassociatedJwithJtheJsameJSyεtcJ
mutationXJItalianfJournalfoffPediatricsVJ2012VJdiVJei 3.2 15

97 turrentJRoleJofJαeukotrieneJReceptorJrntagonistsJinJμreschoolJrsthmaXJCurrentfRespiratoryf
MedicinefReviewsVJ2012VJiVJdjbWdjf 0.3

96
βolecularJbackgroundJandJgenotypeWphenotypeJcorrelationJinJ
autoimmuneWpolyendocrinopathyWcandidiasisWectodermalWdistrophyJpatientsJfromJtampaniaJandJinJ
theirJrelativesXJJournalfoffEndocrinologicalfInvestigationVJ2012VJdfVJbgjWhd

5.2 18

95 yighJintrafamilialJvariabilityJinJautoimmuneJpolyendocrinopathyWcandidiasisWectodermalJdystrophykJ
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94 StzuWlikeJphenotypeJassociatedJwithJanJinhibitoryJautoreactiveJimmunoglobulinXJJournalfoff
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93 thronicJgranulomatousJdiseaseJwithJgastrointestinalJpresentationkJdiagnosticJpitfallsJandJnovelJ
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91 znvolvementJofJnitroWcompoundsJinJtheJmutagenicityJofJurbanJμmcXfJandJμmbaJinJTurinXJMutationf
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ImmunologyVJ2011VJcgjVJbaWf 4.4 4
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80 rlteredJsignalingJthroughJzαWbcJreceptorJinJchildrenJwithJveryJhighJserumJzgvJlevelsXJCellularf
ImmunologyVJ2010VJcgfVJheWj 4.4 1
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proliferationXJJournalfoffImmunologyVJ2009VJbicVJddaeWj 5.3 28

77 TheJqualityJofJlifeJofJchildrenJandJadolescentsJwithJXWlinkedJagammaglobulinemiaXJJournalfoff
ClinicalfImmunologyVJ2009VJcjVJfabWh 5.7 30

76 TheJvuropeanJinternetWbasedJpatientJandJresearchJdatabaseJforJprimaryJimmunodeficiencieskJ
resultsJcaagWcaaiXJClinicalfandfExperimentalfImmunologyVJ2009VJbfhJSupplJbVJdWbb 6.2 142

75 znJataxiaWteleangiectasiaJbetamethasoneJresponseJisJinverselyJcorrelatedJtoJcerebellarJatrophyJandJ
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74
βolecularJcharacterizationJofJaJlargeJcohortJofJpatientsJwithJthronicJxranulomatousJuiseaseJandJ
identificationJofJnovelJtYssJmutationskJanJztalianJmulticenterJstudyXJMolecularfImmunologyVJ2009VJ
egVJbjdfWeb

4.3 32

73 yumanJtlinicalμhenotypeJrssociatedJwithJwεXγbJβutationsXJAdvancesfinfExperimentalfMedicinef
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72
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correlationJwithJpulmonaryJfunctionXJInvestigativefRadiologyVJ2009VJeeVJfdcWi
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71 yumanJclinicalJphenotypeJassociatedJwithJwεXγbJmutationsXJAdvancesfinfExperimentalfMedicinef
andfBiologyVJ2009VJggfVJbjfWcag 3.6 6

70 SteroidWinducedJimprovementJofJneurologicalJsignsJinJataxiaWtelangiectasiaJpatientsXJEuropeanf
JournalfoffNeurologyVJ2008VJbfVJccdWi 6 49

69 wεXγbJhomozygousJmutationJassociatedJwithJanencephalyJandJsevereJneuralJtubeJdefectJinJ
humanJathymicJγudeYStzuJfetusXJClinicalfGeneticsVJ2008VJhdVJdiaWe 4 50

68 μosteriorJreversibleJencephalopathyJsyndromeJinJaJchildJduringJanJacceleratedJphaseJofJaJsevereJ
rμvtvuJphenotypeJdueJtoJanJuncommonJmutationJofJrzRvXJClinicalfEndocrinologyVJ2008VJgjVJfbbWd 3.4 16

67 tlinicalJfeaturesVJlongWtermJfollowWupJandJoutcomeJofJaJlargeJcohortJofJpatientsJwithJthronicJ
xranulomatousJuiseasekJanJztalianJmulticenterJstudyXJClinicalfImmunologyVJ2008VJbcgVJbffWge 9 242
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rJprospectiveJstudyJonJchildrenJwithJinitialJdiagnosisJofJtransientJhypogammaglobulinemiaJofJ
infancykJresultsJfromJtheJztalianJμrimaryJzmmunodeficiencyJγetworkXJInternationalfJournalfoff
ImmunopathologyfandfPharmacologyVJ2008VJcbVJdedWfc

3 53

65 themicalJcharacteristicsJandJmutagenicJactivityJofJμβbaJinJTorinoVJaJnorthernJztalianJcityXJSciencefoff
thefTotalfEnvironmentVJ2007VJdifVJjhWbah 10.2 27

64 αongWtermJfollowWupJandJoutcomeJofJaJlargeJcohortJofJpatientsJwithJcommonJvariableJ
immunodeficiencyXJJournalfoffClinicalfImmunologyVJ2007VJchVJdaiWbg 5.7 380

63 TheJmutagenicJhazardsJofJenvironmentalJμβcXfJinJTurinXJEnvironmentalfResearchVJ2007VJbadVJbgiWhf 7.9 52

62 rirborneJparticulateJmatterkJzonicJspeciesJroleJinJdifferentJztalianJsitesXJEnvironmentalfResearchVJ
2007VJbadVJbWi 7.9 25

61 rjbVJperforinJvariationJinJhealthyJsubjectsJandJwyαyJpatientsXJInternationalfJournalfoff
ImmunogeneticsVJ2006VJddVJbcdWf 2.3 26

60 wunctionalJinteractionJofJcommonJgammaWchainJandJgrowthJhormoneJreceptorJsignalingJapparatusXJ
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59 tutaneousJmanifestationsJasJpresentingJsignJofJautoimmuneJlymphoproliferativeJsyndromeJinJ
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57 γailJdystrophyJassociatedJwithJaJheterozygousJmutationJofJtheJnudeYStzuJhumanJwεXγbJRWyγSJ
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4.4 6
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rncestralJfounderJmutationJofJtheJnudeJRwεXγbSJgeneJinJcongenitalJsevereJcombinedJ
immunodeficiencyJassociatedJwithJalopeciaJinJsouthernJztalyJpopulationXJAnnalsfoffHumanfGeneticsVJ
2004VJgiVJcgfWi

2.2 66

54 SearchJforJpoliovirusJlongWtermJexcretorsJamongJpatientsJaffectedJbyJagammaglobulinemiaXJ
ClinicalfImmunologyVJ2004VJbbbVJjiWbac 9 23

53 rjbVJisJaJpolymorphismJinJtheJperforinJgeneJnotJcausativeJofJanJwyαyJphenotypeXJBloodVJ2004VJbaeVJ
bjajlJauthorJreplyJbjba 2.2 52

52 rtypicalJfeaturesJofJfamilialJhemophagocyticJlymphohistiocytosisXJBloodVJ2004VJbadVJegbaWc 2.2 53

51 rtypicalJXWlinkedJStzuJphenotypeJassociatedJwithJgrowthJhormoneJhyporesponsivenessXJClinicalf
andfExperimentalfImmunologyVJ2002VJbcjVJfacWj 6.2 17

50 rJlessonJforJunravelingJcomplexJaspectsJofJnovelJimmunodeficienciesJfromJtheJhumanJequivalentJ
ofJtheJnudeYStzuJphenotypeXJJournalfoffHematotherapyfandfStemfCellfResearchVJ2002VJbbVJeajWbe 7

49 tlinicalVJimmunologicalVJandJmolecularJanalysisJinJaJlargeJcohortJofJpatientsJwithJXWlinkedJ
agammaglobulinemiakJanJztalianJmulticenterJstudyXJClinicalfImmunologyVJ2002VJbaeVJccbWda 9 248
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anJalternativeJtissueJspecificJSTrTfsJpromoterXJGeneVJ2002VJcifVJdbbWi 3.8 39
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45 uefectiveJsurfaceJexpressionJofJattractinJonJTJcellsJinJpatientsJwithJcommonJvariableJ
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survivalJinJchildrenXJClinicalfandfExperimentalfImmunologyVJ2000VJbcbVJfdWi 6.2 8

40 SimultaneousJperipubertalJonsetJofJmultireactiveJautoimmuneJdiseasesJwithJanJunusualJ
longWlastingJremissionJofJtypeJbJdiabetesJmellitusXJClinicalfEndocrinologyVJ2000VJfdVJgejWfd 3.4 4

39 βultisystemJinvolvementJinJcongenitalJinsensitivityJtoJpainJwithJanhidrosisJRtzμrSVJaJnerveJgrowthJ
factorJreceptorRTrkJrSWrelatedJdisorderXJNeuropediatricsVJ2000VJdbVJdjWeb 1.6 42

38 srainJmigrationJdisorderJandJTWcellJactivationJdeficiencyJassociatedJwithJabnormalJsignalingJ
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35 ztalianJguidelinesJforJantiretroviralJtherapyJinJchildrenJwithJhumanJimmunodeficiencyJvirusWtypeJbJ
infectionXJActafPaediatricatfInternationalfJournalfoffPaediatricsVJ1999VJiiVJcciWcdc 3.1 19
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zidovudineJmonotherapyJduringJpregnancyXJAidsVJ1999VJbdVJjchWjdd 3.5 44

32 εccupancyJofJdipeptidylJpeptidaseJzVJactivatesJanJassociatedJtyrosineJkinaseJandJtriggersJanJ
apoptoticJsignalJinJhumanJhepatocarcinomaJcellsXJHepatologyVJ1998VJchVJjdeWec 11.2 35

31 rpoptosisJasJaJmechanismJofJperipheralJbloodJmononuclearJcellJdeathJafterJmeaslesJandJ
varicellaWzosterJvirusJinfectionsJinJchildrenXJPediatricfResearchVJ1998VJedVJhhWid 3.2 23
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30 TJcellJactivationJdeficiencyJassociatedJwithJanJaberrantJpatternJofJproteinJtyrosineJphosphorylationJ
afterJtudJperturbationJinJuownQsJsyndromeXJPediatricfResearchVJ1998VJeeVJcfcWi 3.2 17

29 thronicJunexplainedJliverJdiseaseJinJchildrenJwithJprimaryJimmunodeficiencyJsyndromesXJJournalfoff
ClinicalfGastroenterologyVJ1998VJcgVJbihWjc 3 9

28 βultisystemicJdiseaseJwithJinvolvementJofJimmuneVJendocrineVJandJneurologicJsystemsXJJournalfoff
ChildfNeurologyVJ1997VJbcVJdjgWi 2.5

27 zncreasedJtufUtubjUJsJlymphocytesJatJtheJonsetJofJtypeJbJdiabetesJinJchildrenXJActafDiabetologica
VJ1997VJdeVJchbWe 3.9 17

26 tombinedJimmunodeficiencyJphenotypeJassociatedJwithJinappropriateJspontaneousJandJ
activationWinducedJapoptosisXJClinicalfandfExperimentalfImmunologyVJ1997VJbaiVJeieWj 6.2
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24 uefectiveJactivationJofJmitogenWactivatedJproteinJkinaseJafterJallogeneicJboneJmarrowJ
transplantationXJBloodVJ1996VJiiVJcddeWcdeb 2.2 15

23 μrogressiveJdeficienciesJinJbloodJTJcellsJassociatedJwithJaJbapbcWbdJinterstitialJdeletionXJClinicalf
ImmunologyfandfImmunopathologyVJ1996VJiaVJjWbf 11

22 tongenitalJrlopeciaJandJnailJdystrophyJassociatedJwithJsevereJfunctionalJTWcellJimmunodeficiencyJ
inJtwoJsibsXJAmericanfJournalfoffMedicalfGeneticsfPartfAVJ1996VJgfVJbghWha 101
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19 uefectiveJactivationJofJmitogenWactivatedJproteinJkinaseJafterJallogeneicJboneJmarrowJ
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18 μhosphorylationJofJsrcJfamilyJlckJtyrosineJkinaseJfollowingJinterleukinWbcJactivationJofJhumanJ
naturalJkillerJcellsXJCellularfImmunologyVJ1995VJbgfVJcbbWg 4.4 30

17 UpdatingJaboutJreductionsJofJairJandJbloodJleadJconcentrationsJinJTurinVJztalyVJfollowingJreductionsJ
inJtheJleadJcontentJofJgasolineXJEnvironmentalfResearchVJ1995VJhaVJdaWe 7.9 38
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11 vffectJofJprednisoneJonJuRWpositiveJTJcellsJinJchildrenJwithJchronicJactiveJhepatitisJsXJJournalfoff
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