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355 çoàçVqoVV2IinducesIhumanIplasmacytoidIpreVdendriticIcellIdiversificationIviaIô’qgapIandIwàoybI
2021UI 11

354 qurrentIçpectrumIofIwnfectionsIinI atientsIwithIαVzinkedIogammaglobulinemiaWIJournalaofaClinicala
ImmunologyUI2021UIbZUIZ2ddVZ2eZ 5.7 3
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JournalaofaExperimentalaMedicineUI2021UI2ZfUI 16.6 6
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3.4 1

350 rstdIdeficiencyUIaImendelianIsusceptibilityItoIspVIinfectionUIlymphomaUIandIautoimmunityWIJournala
ofaAllergyaandaClinicalaImmunologyUI2021UIZbeUIebYVebaWeg 11.5 9

349 wmprovingItheIdiagnosticIefficiencyIofIprimaryIimmunodeficienciesIwithItargetedInextVgenerationI
sequencingWIJournalaofaAllergyaandaClinicalaImmunologyUI2021UIZbeUIeabVeae 11.5 8

348 oIgainVofVfunctionIàoq2ImutationIisIassociatedIwithIboneVmarrowIhypoplasiaIandIanIautosomalI
dominantIformIofIsevereIcombinedIimmunodeficiencyWIHaematologicaUI2021UIZYdUIbYbVbZZ 6.6 7

347 wàoybIreficiencyI resentingIwithIontiV’MroàIsncephalitisIandIvvVdIàeactivationWIJournalaofa
ClinicalaImmunologyUI2021UIbZUIZ2cVZac 5.7 3
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JournalaofaClinicalaImmunologyUI2021UIbZUIfYeVfZY 5.7 2

344 çomaticIreversionIofIpathogenicIr—qyfIvariantsIaltersIlymphocyteIdifferentiationIandIfunctionItoI
effectivelyIcureIr—qyfIdeficiencyWIJournalaofaClinicalaInvestigationUI2021UIZaZUI 15.9 12
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343 éheIsverVwncreasingIorrayIofI’ovelIwnbornIsrrorsIofIwmmunityhIanIwnterimIôpdateIbyItheIwôwçI
qommitteeWIJournalaofaClinicalaImmunologyUI2021UIbZUIdddVdeg 5.7 66

342 oI’ewIMissenseIMutationIinIqregpIzeadsItoIoutosomalIàecessiveIogammaglobulinemiaIinIéwoI
çiblingsWIJournalaofaClinicalaImmunologyUI2021UIbZUIZacdVZadY 5.7

341 wnvestigationIofIprimaryIimmuneIdeficiencyIafterIsevereIbacterialIinfectionIinIchildrenhIoI
populationVbasedIstudyIinIwesternItranceWIArchivesaDeaPediatrieUI2021UI2fUIagfVbYb 1.8

340 ’zàqbIu—tIMutationsUIaIqhallengingIriagnosisIfromI’eonatalIogeItoIodulthoodWIJournalaofaClinicala
MedicineUI2021UIZYUI 5.1 1

339 oIveryIuncommonIcauseIofIacuteIkidneyIinjuryIinIinfancyWIKidneyaInternationalUI2021UIZYYUIgbfVgcY 9.9

338 zongItermIfollowVupIofIpediatricVonsetIsvansIsyndromehIbroadIimmunopathologicalImanifestationsI
andIhighItreatmentIburdenWIHaematologicaUI2021UI 6.6 1

337 payesianIModelingIwmmuneIàeconstitutionIopplyItoIqrabTIçelectedIçtemIqellIéransplantationIforI
çevereIqombinedIwmmunodeficiencyWWIFrontiersainaPediatricsUI2021UIgUIfYbgZ2 3.4

336 éopoisomeraseI2˛†ImutationIimpairsIearlyIpVcellIdevelopmentWIBloodUI2020UIZacUIZbgeVZcYZ 2.2 6

335 qombinedIimmuneIdeficienciesIQqwrsRI2020UI2YeV2df 1

334 vumanIwnbornIsrrorsIofIwmmunityhI2YZgIôpdateIonItheIqlassificationIfromItheIwnternationalIônionI
ofIwmmunologicalIçocietiesIsxpertIqommitteeWIJournalaofaClinicalaImmunologyUI2020UIbYUI2bVdb 5.7 497

333 wmpairedIlymphocyteIfunctionIandIdifferentiationIinIqé çZVdeficientIpatientsIresultIfromIaI
hypomorphicIhomozygousImutationWIJCIaInsightUI2020UIcUI 9.9 13

332 wnfectionIinIvumansIІithIçéoéaVreficiencyIwsIossociatedIІithIrefectiveIwnterferonVuammaIandI
éhZeIàesponsesWIFrontiersainaImmunologyUI2020UIZZUIaf 8.4 12

331 vumanIwnbornIsrrorsIofIwmmunityhI2YZgIôpdateIofItheIwôwçI henotypicalIqlassificationWIJournalaofa
ClinicalaImmunologyUI2020UIbYUIddVfZ 5.7 267
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pquIMoreauIVaccineIçafetyI rofileIandI’yIqellsVroubleI rotectionIogainstIrisseminatedIpquI
wnfectionIinIàetrospectiveIçtudyIofIpquIVaccinationIinIc2I olishIqhildrenIwithIçevereIqombinedI
wmmunodeficiencyWIJournalaofaClinicalaImmunologyUI2020UIbYUIZafVZbd

5.7 8

329 sarlyVonsetIautoimmunityIassociatedIwithIç—qçZIhaploinsufficiencyWINatureaCommunicationsUI2020UI
ZZUIcabZ 17.4 28

328 àapidIidentificationIandIcharacterizationIofIinfectedIcellsIinIbloodIduringIchronicIactiveI
spsteinVparrIvirusIinfectionWIJournalaofaExperimentalaMedicineUI2020UI2ZeUI 16.6 13

327 qlinicalIandIueneticIçpectrumIofIaIzargeIqohortIІithIéotalIandIçubVtotalIqomplementIreficienciesWI
FrontiersainaImmunologyUI2019UIZYUIZgad 8.4 16

326 qoncomitantIandIdeficienciesIcauseIchronicIactiveIspsteinVparrIvirusIinfectionIofIéIcellsWIJournalaofa
ExperimentalaMedicineUI2019UI2ZdUI2fYYV2fZf 16.6 33
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325
tulminantIarterialIvasculitisIasIanIunusualIcomplicationIofIdisseminatedIstaphylococcalIdiseaseIdueI
toItheIemergingIqqZImethicillinVsusceptibleIçtaphylococcusIaureusIclonehIaIcaseIreportWIBMCa
InfectiousaDiseasesUI2019UIZgUIaY2

4 3

324
qutaneousIgranulomasIwithIprimaryIimmunodeficiencyIinIchildrenhIaIreportIofIZeInewIpatientsIandI
aIreviewIofItheIliteratureWIJournalaofatheaEuropeanaAcademyaofaDermatologyaandaVenereologyUI2019UI
aaUIZbZ2VZb2Y

4.6 20

323
vaploidenticalIvematopoieticIçtemIqellIéransplantationIwithI ostVéransplantIqyclophosphamideI
forI rimaryIwmmunodeficienciesIandIwnheritedIrisordersIinIqhildrenWIBiologyaofaBloodaandaMarrowa
TransplantationUI2019UI2cUIZadaVZaea

4.7 50

322  ediatricIsvansIsyndromeIisIassociatedIwithIaIhighIfrequencyIofIpotentiallyIdamagingIvariantsIinI
immuneIgenesWIBloodUI2019UIZabUIgV2Z 2.2 58

321 qlinicalIandIeconomicIaspectsIofInewbornIscreeningIforIsevereIcombinedIimmunodeficiencyhI
rs wçéàsqIstudyIresultsWIClinicalaImmunologyUI2019UI2Y2UIaaVag 9 21

320 wncreasedIproportionsIofI˛‡˛·IéIlymphocytesIinIatypicalIçqwrIassociateIwithIdiseaseImanifestationsWI
ClinicalaImmunologyUI2019UI2YZUIaYVab 9 3

319 wmmunodeficienciesIatItheIwnterfaceIofIwnnateIandIodaptiveIwmmunityI2019UIcYgVc22WeZ

318  à—Mwrwç˛–hIo´ éVcellIreceptorI˛–IsignatureIassociatedIwithIimmunodeficienciesIcausedIbyIVQrRxI
recombinationIdefectsWIJournalaofaAllergyaandaClinicalaImmunologyUI2019UIZbaUIa2cVaabWe2 11.5 25

317 oIdeepIintronicIspliceImutationIofIunderliesIhyperIwgsIsyndromeIbyInegativeIdominanceWI
ProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaUI2019UIZZdUIZdbdaVZdbe211.5 11

316 oIZVβearI rospectiveItrenchI’ationwideIçtudyIofIsmergencyIvospitalIodmissionsIinIqhildrenIandI
odultsIwithI rimaryIwmmunodeficiencyWIJournalaofaClinicalaImmunologyUI2019UIagUIeY2VeZ2 5.7 1

315 zifeVthreateningIpulmonaryIinterstitialIlungIdiseaseIcomplicatingIpediatricInonhumoralI
immunodeficienciesWIJournalaofaAllergyaandaClinicalaImmunology:ainaPracticeUI2019UIeUI2bcdV2bcfWeb 5.4

314 çpectrumIofI ulmonaryIospergillosisIinIvyperVwgsIçyndromeIwithIoutosomalVrominantIçéoéaI
reficiencyWIJournalaofaAllergyaandaClinicalaImmunology:ainaPracticeUI2019UIeUIZgfdVZggcWea 5.4 12

313 vematopoieticIstemIcellItransplantIeffectivelyIrescuesIlymphocyteIdifferentiationIandIfunctionIinI
r—qyfVdeficientIpatientsWIJCIaInsightUI2019UIcUI 9.9 12

312 zossIofIoàvustZIcausesIaIhumanIprimaryIantibodyIdeficiencyWIJournalaofaClinicalaInvestigationUI2019
UIZ2gUIZYbeVZYdY 15.9 22

311 olemtuzumabIasItirstIzineIéreatmentIinIqhildrenIwithItamilialIzymphohistiocytosisWIBloodUI2019UI
ZabUIfYVfY 2.2 5

310 ueneticIdiagnosisIofIprimaryIimmunodeficiencieshIo´ surveyIofItheItrenchInationalIregistryWIJournala
ofaAllergyaandaClinicalaImmunologyUI2019UIZbaUIZdbdVZdbgWeZY 11.5 9

309 çuccessfulIinIuteroIstemIcellItransplantationIinIαVlinkedIsevereIcombinedIimmunodeficiencyWIBlooda
AdvancesUI2019UIaUI2aeV2bZ 7.8 5

308 qhronicIwntestinalI seudoV—bstructionIandIzymphoproliferativeIçyndromeIasIaI’ovelI henotypeI
ossociatedIІithIéetratricopeptideIàepeatIromainIeoIreficiencyWIFrontiersainaImmunologyUI2019UIZYUI2cg28.4 5
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307  rogressiveIMultifocalIzeukoencephalopathyIinI rimaryIwmmunodeficienciesWIJournalaofaClinicala
ImmunologyUI2019UIagUIccVdb 5.7 11

306 vematopoieticIçtemIqellIéransplantationIasIéreatmentIforI atientsIwithIr—qyfIreficiencyWI
JournalaofaAllergyaandaClinicalaImmunology:ainaPracticeUI2019UIeUIfbfVfcc 5.4 39

305 wntestinalIdysbiosisIinIinflammatoryIbowelIdiseaseIassociatedIwithIprimaryIimmunodeficiencyWI
JournalaofaAllergyaandaClinicalaImmunologyUI2019UIZbaUIeecVeefWed 11.5 15

304 qomparativeImethylomeIanalysisIofIwqtIpatientsIidentifiesIheterochromatinIlociIthatIrequireI
γpép2bUIqrqoeIandIvszzçIforItheirImethylatedIstateWIHumanaMolecularaGeneticsUI2018UI2eUI2bYgV2b2b 5.6 28

303 —àowZImutationsIabolishingIstoreVoperatedIqaIentryIcauseIanhidroticIectodermalIdysplasiaIwithI
immunodeficiencyWIJournalaofaAllergyaandaClinicalaImmunologyUI2018UIZb2UIZ2geVZaZYWeZZ 11.5 42

302 zossIofIàoçuà ZIinIhumansIimpairsIéVcellIexpansionIleadingItoIspsteinVparrIvirusIsusceptibilityWI
EMBOaMolecularaMedicineUI2018UIZYUIZffVZgg 12 44

301  ediatricVonsetIsvansIsyndromehIveterogeneousIpresentationIandIhighIfrequencyIofImonogenicI
disordersIincludingIzàpoIandIqézobImutationsWIClinicalaImmunologyUI2018UIZffUIc2Vce 9 36

300 MechanismsIofIgenotypeVphenotypeIcorrelationIinIautosomalIdominantIanhidroticIectodermalI
dysplasiaIwithIimmuneIdeficiencyWIJournalaofaAllergyaandaClinicalaImmunologyUI2018UIZbZUIZYdYVZYeaWea 11.5 14

299 qlinicalUIimmunologicUIandIgeneticIspectrumIofIdgdIpatientsIwithIcombinedIimmunodeficiencyWI
JournalaofaAllergyaandaClinicalaImmunologyUI2018UIZbZUIZbcYVZbcf 11.5 56

298 zongVtermIfollowVupIofIanIactivatedI wayV˛·IsyndromeI2IinIpatientIpresentingIwithIanI
agammaglobulinemiaIphenotypeWIAnnalsaofaAllergynaAsthmaaandaImmunologyUI2018UIZ2ZUIeagVebYWeZ 3.2

297
riseaseIsvolutionIandIàesponseItoIàapamycinIinIoctivatedI hosphoinositideIaVyinaseI˛·IçyndromehI
éheIsuropeanIçocietyIforIwmmunodeficienciesVoctivatedI hosphoinositideIaVyinaseI˛·IçyndromeI
àegistryWIFrontiersainaImmunologyUI2018UIgUIcba

8.4 88

296
outoimmuneIzymphoproliferativeIçyndromeVtoçI atientsIvaveIanIobnormalIàegulatoryIéIqellI
QéregRI henotypeIbutIrisplayI’ormalI’aturalIéregVçuppressiveItunctionIonIéIqellI roliferationWI
FrontiersainaImmunologyUI2018UIgUIeZf

8.4 6

295 oIVarietyIofIoluVMediatedIqopyI’umberIVariationsIqanIônderlieIwzVZ2à˛†ZIreficiencyWIJournalaofa
ClinicalaImmunologyUI2018UIafUIdZeVd2e 5.7 26

294 risruptionIofIanIantimycobacterialIcircuitIbetweenIdendriticIandIhelperIéIcellsIinIhumanIç  z2aI
deficiencyWINatureaImmunologyUI2018UIZgUIgeaVgfc 19.1 67

293
wncompleteIpenetranceIforIisolatedIcongenitalIaspleniaIinIhumansIwithImutationsIinItranslatedIandI
untranslatedIexonsWIProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaUI
2018UIZZcUIsfYYeVsfYZd

11.5 24

292 oIrecessiveIformIofIhyperVwgsIsyndromeIbyIdisruptionIofIγ’tabZVdependentIçéoéaItranscriptionI
andIactivityWIScienceaImmunologyUI2018UIaUI 28 82

291 rominantVnegativeIwyγtZImutationsIcauseIaIéUIpUIandImyeloidIcellIcombinedIimmunodeficiencyWI
JournalaofaClinicalaInvestigationUI2018UIZ2fUIaYeZVaYfe 15.9 77

290 purdenIofI oorIvealthIqonditionsIandIQualityIofIzifeIinIdcdIqhildrenIwithI rimaryI
wmmunodeficiencyWIJournalaofaPediatricsUI2018UIZgbUI2ZZV2ZeWec 3.6 5
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289 wnternationalIônionIofIwmmunologicalIçocietieshI2YZeI rimaryIwmmunodeficiencyIriseasesI
qommitteeIàeportIonIwnbornIsrrorsIofIwmmunityWIJournalaofaClinicalaImmunologyUI2018UIafUIgdVZ2f 5.7 510

288 éheI2YZeIwôwçI henotypicIqlassificationIforI rimaryIwmmunodeficienciesWIJournalaofaClinicala
ImmunologyUI2018UIafUIZ2gVZba 5.7 345

287 qopyInumberIvariationsIandIfounderIeffectIunderlyingIcompleteIwzVZYà˛†IdeficiencyIinI ortugueseI
kindredsWIPLoSaONEUI2018UIZaUIeY2Ycf2d 3.7 6

286 riagnosticIβieldIofI’extVgenerationIçequencingIinIVeryIsarlyVonsetIwnflammatoryIpowelIriseaseshI
oIMulticentreIçtudyWIJournalaofaCrohnhsaandaColitisUI2018UIZ2UIZZYbVZZZ2 1.5 39

285 qomprehensiveImolecularIdiagnosisIofIspsteinVparrIvirusVassociatedIlymphoproliferativeIdiseasesI
usingInextVgenerationIsequencingWIInternationalaJournalaofaHematologyUI2018UIZYfUIaZgVa2f 2.3 5

284 wnheritedIhumanIwàoyVZIdeficiencyIselectivelyIimpairsIézàIsignalingIinIfibroblastsWIProceedingsaofa
theaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaUI2017UIZZbUIscZbVsc2a 11.5 31

283 svolutionIofIdiseaseIactivityIandIbiomarkersIonIandIoffIrapamycinIinI2fIpatientsIwithIautoimmuneI
lymphoproliferativeIsyndromeWIHaematologicaUI2017UIZY2UIec2Vecd 6.6 30

282 vumanIodaptiveIwmmunityIàescuesIanIwnbornIsrrorIofIwnnateIwmmunityWICellUI2017UIZdfUIefgVfYYWeZY 56.2 57

281 outoimmuneIandIinflammatoryImanifestationsIoccurIfrequentlyIinIpatientsIwithIprimaryI
immunodeficienciesWIJournalaofaAllergyaandaClinicalaImmunologyUI2017UIZbYUIZaffVZagaWef 11.5 129

280 zackIofIinteractionIbetweenI’sM—IandIçvoà w’IimpairsIlinearIubiquitinationIandI’tV˛”pIactivationI
andIleadsItoIincontinentiaIpigmentiWIJournalaofaAllergyaandaClinicalaImmunologyUI2017UIZbYUIZdeZVZdf2We211.5 11

279 MutationsIinItheIadaptorVbindingIdomainIandIassociatedIlinkerIregionIofIpZZY˛·IcauseIoctivatedI
 wayV˛·IçyndromeIZIQo rçZRWIHaematologicaUI2017UIZY2UIe2efVe2fZ 6.6 25

278 àiskItactorsIinIqhildrenI—lderIéhanIcIβearsIІithI neumococcalIMeningitishIrataItromIaI’ationalI
’etworkWIPediatricaInfectiousaDiseaseaJournalUI2017UIadUIbceVbdZ 3.4 9

277 çelfVreactiveIVvbVabVexpressingIwguIpIcellsIrecognizeIcommensalIbacteriaWIJournalaofaExperimentala
MedicineUI2017UI2ZbUIZggZV2YYa 16.6 46

276 wntrinsicIantiproliferativeIactivityIofItheIinnateIsensorIçéw’uIinIéIlymphocytesWIJournalaofa
ExperimentalaMedicineUI2017UI2ZbUIZedgVZefc 16.6 125

275 qr2ZIdeficiencyIinI2IsiblingsIwithIrecurrentIrespiratoryIinfectionsIandIhypogammaglobulinemiaWI
JournalaofaAllergyaandaClinicalaImmunology:ainaPracticeUI2017UIcUIZedcVZedeWea 5.4 9

274 oIàop2eoIduplicationIinIseveralIcasesIofIuriscelliIsyndromeItypeI2hIonIexplanationIforIcasesIlackingI
aIgeneticIdiagnosisWIHumanaMutationUI2017UIafUIZaccVZacg 4.7 8

273 vumanIw˛”p˛–IuainIofItunctionhIaIçevereIandIçyndromicIwmmunodeficiencyWIJournalaofaClinicala
ImmunologyUI2017UIaeUIageVbZ2 5.7 45

272 çtrainsIàesponsibleIforIwnvasiveIMeningococcalIriseaseIinI atientsIІithIéerminalIqomplementI
 athwayIreficienciesWIJournalaofaInfectiousaDiseasesUI2017UI2ZcUIZaaZVZaaf 7 24
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271 rifferentIwmmunologicalI athwaysIônderlieItheIwmmuneIàesponseItoI neumococcalI
 olysaccharidesWIJournalaofaClinicalaImmunologyUI2017UIaeUI2eeV2ef 5.7 2

270 wnheritedIqreYIdeficiencyIinIhumansIrevealsIaIcriticalIroleIforItheIqreYVqr2eIpathwayIinIimmunityI
toIspsteinVparrIvirusIinfectionWIJournalaofaExperimentalaMedicineUI2017UI2ZbUIeaVfg 16.6 87

269 —zVsroVwrIçyndromehIaI’ovelIvypomorphicI’sM—IMutationIossociatedIwithIaIçevereIqlinicalI
 resentationIandIéransientIvzvWIJournalaofaClinicalaImmunologyUI2017UIaeUIeVZZ 5.7 7

268 r—qyfIrrivesIçrcVrependentI’yIqellIsffectorItunctionWIJournalaofaImmunologyUI2017UI 5.3 12

267 vematopoieticIstemIcellItransplantationIinI2gIpatientsIhemizygousIforIhypomorphicIX’sM—I
mutationsWIBloodUI2017UIZaYUIZbcdVZbde 2.2 61

266 qlinicalIspectrumIandIfeaturesIofIactivatedIphosphoinositideIaVkinaseI˛·IsyndromehIo´ largeIpatientI
cohortIstudyWIJournalaofaAllergyaandaClinicalaImmunologyUI2017UIZagUIcgeVdYdWeb 11.5 251

265 oIprospectiveIstudyIonItheInaturalIhistoryIofIpatientsIwithIprofoundIcombinedIimmunodeficiencyhI
onIinterimIanalysisWIJournalaofaAllergyaandaClinicalaImmunologyUI2017UIZagUIZaY2VZaZYWeb 11.5 43

264
MammalianItargetIofIrapamycinIinhibitionIcounterbalancesItheIinflammatoryIstatusIofIimmuneI
cellsIinIpatientsIwithIchronicIgranulomatousIdiseaseWIJournalaofaAllergyaandaClinicalaImmunologyUI
2017UIZagUIZdbZVZdbgWed

11.5 21

263
 hysicalIhealthIconditionsIandIqualityIofIlifeIinIadultsIwithIprimaryIimmunodeficiencyIdiagnosedI
duringIchildhoodhIo´ trenchIàeferenceIqenterIforI wrsIQqsàsrwvRIstudyWIJournalaofaAllergyaanda
ClinicalaImmunologyUI2017UIZagUIZ2ecVZ2fZWee

11.5 12

262 éypeIwIinterferonVmediatedIautoinflammationIdueItoIr’aseIwwIdeficiencyWINatureaCommunicationsUI
2017UIfUI2Zed 17.4 111

261 wàoybIreficiencyIinIaI atientIwithIàecurrentI neumococcalIwnfectionshIqaseIàeportIandIàeviewIofI
theIziteratureWIFrontiersainaPediatricsUI2017UIcUIfa 3.4 19

260 wnheritedIuw’çZIdeficiencyIunderliesIgrowthIretardationIalongIwithIneutropeniaIandI’yIcellI
deficiencyWIJournalaofaClinicalaInvestigationUI2017UIZ2eUIZggZV2YYd 15.9 73

259 wnbornIerrorsIinIà’oIpolymeraseIwwwIunderlieIsevereIvaricellaIzosterIvirusIinfectionsWIJournalaofa
ClinicalaInvestigationUI2017UIZ2eUIacbaVaccd 15.9 91

258 refectsIinIwntrinsicIandIwnnateIwmmunityhIàeceptorsIandIçignalingIqomponentsI2017UIaagVag2

257 αVlinkedIprimaryIimmunodeficiencyIassociatedIwithIhemizygousImutationsIinItheImoesinIQMç’RI
geneWIJournalaofaAllergyaandaClinicalaImmunologyUI2016UIZafUIZdfZVZdfgWef 11.5 45

256 rualIéIcellVIandIpIcellVintrinsicIdeficiencyIinIhumansIwithIbiallelicIàzé àImutationsWIJournalaofa
ExperimentalaMedicineUI2016UI2ZaUI2bZaV2bac 16.6 75

255 svidenceIofIinnateIlymphoidIcellIredundancyIinIhumansWINatureaImmunologyUI2016UIZeUIZ2gZVZ2gg 19.1 196

254 veterozygousIMutationsIinIMo ayeUIsncodingIéutV˛†VoctivatedIyinaseIZUIqauseI
qardiospondylocarpofacialIçyndromeWIAmericanaJournalaofaHumanaGeneticsUI2016UIggUIbYeVZa 11 20
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253 çpecificIéIcellsIforItheItreatmentIofIcytomegalovirusIandXorIadenovirusIinItheIcontextIofI
hematopoieticIstemIcellItransplantationWIJournalaofaAllergyaandaClinicalaImmunologyUI2016UIZafUIg2YVg2bWea11.5 15

252 ІholeVexomeIsequencingItoIanalyzeIpopulationIstructureUIparentalIinbreedingUIandIfamilialI
linkageWIProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaUI2016UIZZaUIdeZaVf11.5 37

251 qlinicalIandIimmunologicIphenotypeIassociatedIwithIactivatedIphosphoinositideIaVkinaseI˛·I
syndromeI2hIo´ cohortIstudyWIJournalaofaAllergyaandaClinicalaImmunologyUI2016UIZafUI2ZYV2ZfWeg 11.5 163

250 octivatedI waVkinaseI˛·IçyndromehIzongVtermItollowVupIafterIqordIploodIéransplantationWIJournala
ofaClinicalaImmunologyUI2016UIadUIcbbVd 5.7

249 çevereIMycobacterialIriseasesIinIaI atientIwithIu—tIw˛”p˛–IMutationIІithoutIsroWIJournalaofaClinicala
ImmunologyUI2016UIadUIZ2Vc 5.7 11

248 MycobacterialIdiseaseIinIpatientsIwithIchronicIgranulomatousIdiseasehIo´ retrospectiveIanalysisIofI
eZIcasesWIJournalaofaAllergyaandaClinicalaImmunologyUI2016UIZafUI2bZV2bfWea 11.5 76

247 MajorIvistocompatibilityIqomplexIqlassIwwIreficiencyI2016UIaefVagY

246 MendelianIçusceptibilityItoIwnfectionsIwithIVirusesUIMycobacteriaUIpacteriaUIandIqandidaI2016UIbYeVbZc

245 ôniqueIandIsharedIsignalingIpathwaysIcooperateItoIregulateItheIdifferentiationIofIhumanIqrbTIéI
cellsIintoIdistinctIeffectorIsubsetsWIJournalaofaExperimentalaMedicineUI2016UI2ZaUIZcfgVdYf 16.6 51

244 ueneticUIqellularIandIqlinicalIteaturesIofIwqtIçyndromehIaItrenchI’ationalIçurveyWIJournalaofaClinicala
ImmunologyUI2016UIadUIZbgVcg 5.7 32

243  roinflammatoryIcytokineIresponseItowardIfungiIbutInotIbacteriaIinIchronicIgranulomatousI
diseaseWIJournalaofaAllergyaandaClinicalaImmunologyUI2016UIZafUIg2fVgaYWeb 11.5 6

242
çuccessfulIvaploidenticalIçtemIqellIéransplantationIwithI ostVéransplantIqyclophosphamideIinIaI
çevereIqombinedIwmmuneIreficiencyI atienthIaItirstIàeportWIJournalaofaClinicalaImmunologyUI2016UI
adUIbaeVbY

5.7 9

241 veterozygousIçéoéZIgainVofVfunctionImutationsIunderlieIanIunexpectedlyIbroadIclinicalI
phenotypeWIBloodUI2016UIZ2eUIaZcbVdb 2.2 314

240 sxomeIandIgenomeIsequencingIforIinbornIerrorsIofIimmunityWIJournalaofaAllergyaandaClinicala
ImmunologyUI2016UIZafUIgceVgdg 11.5 111

239 wnheritedIqoàrgIdeficiencyIinIotherwiseIhealthyIchildrenIandIadultsIwithIqandidaIspeciesVinducedI
meningoencephalitisUIcolitisUIorIbothWIJournalaofaAllergyaandaClinicalaImmunologyUI2015UIZacUIZccfVdfWe2 11.5 143

238 éheIueneticIandIMolecularIpasisIofIçevereIqombinedIwmmunodeficiencyWICurrentaPediatricsaReportsUI
2015UIaUI22Vaa 0.7 3

237
MonogenicImutationsIdifferentiallyIaffectItheIquantityIandIqualityIofIéIfollicularIhelperIcellsIinI
patientsIwithIhumanIprimaryIimmunodeficienciesWIJournalaofaAllergyaandaClinicalaImmunologyUI2015UI
ZadUIggaVZYYdWeZ

11.5 126

236
onIinIvivoIgeneticIreversionIhighlightsItheIcrucialIroleIofIMybVzikeUIçІwàMUIandIM ’IdomainsIZI
QMβçMZRIinIhumanIhematopoiesisIandIlymphocyteIdifferentiationWIJournalaofaAllergyaandaClinicala
ImmunologyUI2015UIZadUIZdZgVZd2dWec

11.5 44
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235 wMMô’—rstwqws’qwsçWIwmpairmentIofIimmunityItoIqandidaIandIMycobacteriumIinIhumansIwithI
biVallelicIà—àqImutationsWIScienceUI2015UIabgUIdYdVdZa 33.3 291

234 çβyIexpressionIendowsIhumanIγo eYVdeficientIqrfIéIcellsIwithIresidualIéqàIsignalingWIClinicala
ImmunologyUI2015UIZdZUIZYaVg 9 21

233 wnheritedIwzVZeàqIdeficiencyIinIpatientsIwithIchronicImucocutaneousIcandidiasisWIJournalaofa
ExperimentalaMedicineUI2015UI2Z2UIdZgVaZ 16.6 130

232 zongVtermIconsequencesIofIvodgkinIlymphomaItherapyIonIéVcellIlymphopoiesisWIJournalaofaAllergya
andaClinicalaImmunologyUI2015UIZacUIfZfV2YWeb 11.5 2

231 —utcomesIfollowingIgeneItherapyIinIpatientsIwithIsevereIІiskottVoldrichIsyndromeWIJAMAaoa
JournalaofatheaAmericanaMedicalaAssociationUI2015UIaZaUIZccYVda 27.4 245

230 çéoéaIisIaIcriticalIcellVintrinsicIregulatorIofIhumanIunconventionalIéIcellInumbersIandIfunctionWI
JournalaofaExperimentalaMedicineUI2015UI2Z2UIfccVdb 16.6 54

229 wnfectiousIdiseaseWIzifeVthreateningIinfluenzaIandIimpairedIinterferonIamplificationIinIhumanIwàteI
deficiencyWIScienceUI2015UIabfUIbbfVca 33.3 285

228  àyrqImutationsIassociatedIwithIimmunodeficiencyUIgranulomaUIandIautoimmuneI
regulatorVdependentIautoimmunityWIJournalaofaAllergyaandaClinicalaImmunologyUI2015UIZacUIZcefVffWec 11.5 52

227
 rimaryIwmmunodeficiencyIriseaseshIanIôpdateIonItheIqlassificationIfromItheIwnternationalIônionI
ofIwmmunologicalIçocietiesIsxpertIqommitteeIforI rimaryIwmmunodeficiencyI2YZcWIJournalaofa
ClinicalaImmunologyUI2015UIacUIdgdVe2d

5.7 478

226 éheI2YZcIwôwçI henotypicIqlassificationIforI rimaryIwmmunodeficienciesWIJournalaofaClinicala
ImmunologyUI2015UIacUIe2eVaf 5.7 160

225 xuvenileImyelomonocyticIleukemiaIdisplaysImutationsIinIcomponentsIofItheIàoçIpathwayIandItheI
 àq2InetworkWINatureaGeneticsUI2015UIbeUIZaabVbY 36.3 111

224 sarlyVonsetIhypogammaglobulinemiahIoIsurveyIofIbbIpatientsWIJournalaofaAllergyaandaClinicala
ImmunologyUI2015UIZadUIZYgeVgWe2 11.5 4

223 MutationsIinIqrqoeIandIvszzçIcauseIimmunodeficiencyVcentromericIinstabilityVfacialIanomaliesI
syndromeWINatureaCommunicationsUI2015UIdUIefeY 17.4 110

222 vumanIéβy2IdeficiencyhIMycobacterialIandIviralIinfectionsIwithoutIhyperVwgsIsyndromeWIJournalaofa
ExperimentalaMedicineUI2015UI2Z2UIZdbZVd2 16.6 209

221 oInovelIhypomorphicImutationIinIçéwMZIresultsIinIaIlateVonsetIimmunodeficiencyWIJournalaofaAllergya
andaClinicalaImmunologyUI2015UIZadUIfZdVfZgWeb 11.5 38

220 oIneuropathologicalIstudyIofIcerebrovascularIabnormalitiesIinIaIsignalItransducerIandIactivatorIofI
transcriptionIaVdeficientIpatientWIJournalaofaAllergyaandaClinicalaImmunologyUI2015UIZadUIZbZfV2ZWeZVc 11.5 4

219 wnheritedIqoàrgIdeficiencyIinI2IunrelatedIpatientsIwithIinvasiveIsxophialaIinfectionWIJournalaofa
InfectiousaDiseasesUI2015UI2ZZUIZ2bZVcY 7 101

218
qrbcàoIdepletionIinIvzoVmismatchedIallogeneicIhematopoieticIstemIcellItransplantationIforI
primaryIcombinedIimmunodeficiencyhIoIpreliminaryIstudyWIJournalaofaAllergyaandaClinicala
ImmunologyUI2015UIZacUIZaYaVgWeZVa

11.5 46

(2015-2015)
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217 tasterIéVcellIdevelopmentIfollowingIgeneItherapyIcomparedIwithIhaploidenticalIvçqéIinItheI
treatmentIofIçqwrVαZWIBloodUI2015UIZ2cUIacdaVg 2.2 52

216 reficiencyIofIinterleukinVZIreceptorVassociatedIkinaseIbIpresentingIasIfatalI seudomonasI
aeruginosaIbacteremiaIinItwoIsiblingsWIPediatricaInfectiousaDiseaseaJournalUI2015UIabUI2ggVaYY 3.4 6

215 vumanIv—w IandIzôpoqIdeficiencyIunderliesIautoinflammationUIimmunodeficiencyUI
amylopectinosisUIandIlymphangiectasiaWIJournalaofaExperimentalaMedicineUI2015UI2Z2UIgagVcZ 16.6 171

214 àecurrentIàespiratoryIwnfectionsIàevealingIqrf˛–IreficiencyWIJournalaofaClinicalaImmunologyUI2015UI
acUIdg2Vc 5.7 8

213
 neumococcalIMeningitisIVaccineIpreakthroughsIandItailuresIofterIàoutineIeVValentIandI
ZaVValentI neumococcalIqonjugateIVaccinationIinIqhildrenIinItranceWIPediatricaInfectiousaDiseasea
JournalUI2015UIabUIe2dYVa

3.4 17

212 ValueIofIallohaemagglutininsIinItheIdiagnosisIofIaIpolysaccharideIantibodyIdeficiencyWIClinicalaanda
ExperimentalaImmunologyUI2015UIZfYUI2eZVg 6.2 8

211 r—qyfIdeficiencyhIclinicalIandIimmunologicalIphenotypeIandItreatmentIoptionsIVIaIreviewIofIZadI
patientsWIJournalaofaClinicalaImmunologyUI2015UIacUIZfgVgf 5.7 196

210  henotypicIcomplementationIofIgeneticIimmunodeficiencyIbyIchronicIherpesvirusIinfectionWIELifeUI
2015UIbUI 8.9 54

209  eculiarIhyperVwgMIsyndromeWIqaseIreportIXIçindromIhiperVwgMIatipicWI rezentareIdeIcazWIRomaniana
JournalaofaLaboratoryaMedicineUI2015UI2aUIabZVabc 0.3

208 wq—’hItheIearlyIdiagnosisIofIcongenitalIimmunodeficienciesWIJournalaofaClinicalaImmunologyUI2014UI
abUIagfVb2b 5.7 26

207 qlinicalIfeaturesIofIqandidiasisIinIpatientsIwithIinheritedIinterleukinIZ2IreceptorI˛†ZIdeficiencyWI
ClinicalaInfectiousaDiseasesUI2014UIcfUI2YbVZa 11.6 81

206 wnvasiveIpneumococcalIdiseaseIinIchildrenIcanIrevealIaIprimaryIimmunodeficiencyWIClinicala
InfectiousaDiseasesUI2014UIcgUI2bbVcZ 11.6 56

205 qé IsynthaseIZIdeficiencyIinIhumansIrevealsIitsIcentralIroleIinIlymphocyteIproliferationWINatureUI
2014UIcZYUI2ffVg2 50.4 131

204 qharacterizationIofIqrohnIdiseaseIinIαVlinkedIinhibitorIofIapoptosisVdeficientImaleIpatientsIandI
femaleIsymptomaticIcarriersWIJournalaofaAllergyaandaClinicalaImmunologyUI2014UIZabUIZZaZVbZWeg 11.5 83

203 oInarrowIrepertoireIofItranscriptionalImodulesIresponsiveItoIpyogenicIbacteriaIisIimpairedIinI
patientsIcarryingIlossVofVfunctionImutationsIinIMβrffIorIwàoybWINatureaImmunologyUI2014UIZcUIZZabVb2 19.1 51

202  reventionIofIinfectionsIduringIprimaryIimmunodeficiencyWIClinicalaInfectiousaDiseasesUI2014UIcgUIZbd2VeY11.6 62

201 oIpolysaccharideIvirulenceIfactorIofIaIhumanIfungalIpathogenIinducesIneutrophilIapoptosisIviaI’yI
cellsWIJournalaofaImmunologyUI2014UIZg2UIcaa2Vb2 5.3 52

200 uermlineIgenesIhypomethylationIandIexpressionIdefineIaImolecularIsignatureIinIperipheralIbloodI
ofIwqtIpatientshIimplicationsIforIdiagnosisIandIetiologyWIOrphanetaJournalaofaRareaDiseasesUI2014UIgUIcd 4.2 20
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199 oImodifiedI˛‡VretrovirusIvectorIforIαVlinkedIsevereIcombinedIimmunodeficiencyWINewaEnglanda
JournalaofaMedicineUI2014UIaeZUIZbYeVZe 59.2 278

198 —ccurrenceIofIpVcellIlymphomasIinIpatientsIwithIactivatedIphosphoinositideIaVkinaseI˛·IsyndromeWI
JournalaofaAllergyaandaClinicalaImmunologyUI2014UIZabUI2aaVd 11.5 85

197 çevereIcombinedIimmunodeficiencyIcausedIbyIaInewIhomozygousIàouZImutationIwithIprogressiveI
encephalopathyWIHematologyqaOncologyaandaStemaCellaTherapyUI2014UIeUIbbVg 2.7 3

196
wnterleukinIZXéollVlikeIreceptorVinducedIautophosphorylationIactivatesIinterleukinIZI
receptorVassociatedIkinaseIbIandIcontrolsIcytokineIinductionIinIaIcellItypeVspecificImannerWIJournala
ofaBiologicalaChemistryUI2014UI2fgUIZYfdcVZYfec

5.4 36

195 oIhumanIimmunodeficiencyIcausedIbyImutationsIinItheI wyaàZIgeneWIJournalaofaClinicala
InvestigationUI2014UIZ2bUIag2aVf 15.9 166

194 çqwrIpatientsIwithIoàésMwçIvsIàouIdeficienciesIfollowingIvqéhIincreasedIriskIofIlateItoxicityIinI
oàésMwçVdeficientIçqwrWIBloodUI2014UIZ2aUI2fZVg 2.2 115

193 refectiveIantiVpolysaccharideIresponseIandIsplenicImarginalIzoneIdisorganizationIinIoz çIpatientsWI
BloodUI2014UIZ2bUIZcgeVdYg 2.2 36

192 wàoyVbIandIMyrffIdeficienciesIimpairIwgMIresponsesIagainstIéVindependentIbacterialIantigensWI
BloodUI2014UIZ2bUIacdZVeZ 2.2 36

191 pVcellIsubpopulationsIinIchildrenhI’ationalIreferenceIvaluesWIImmunitynaInflammationaandaDiseaseUI
2014UI2UIZaZVbY 2.4 40

190 wnheritedIçéw’uVactivatingImutationIunderliesIaIfamilialIinflammatoryIsyndromeIwithIlupusVlikeI
manifestationsWIJournalaofaClinicalaInvestigationUI2014UIZ2bUIccZdV2Y 15.9 294

189 ézàVmediatedIinflammatoryIresponsesItoIçtreptococcusIpneumoniaeIareIhighlyIdependentIonI
surfaceIexpressionIofIbacterialIlipoproteinsWIJournalaofaImmunologyUI2014UIZgaUIaeadVbc 5.3 52

188 wmportedIofricanIhistoplasmosisIinIanIimmunocompetentIpatientIbYIyearsIafterIstayingIinIaI
diseaseVendemicIareaWIAmericanaJournalaofaTropicalaMedicineaandaHygieneUI2014UIgZUIZYZZVb 3.2 13

187 qontributionIofIhighVthroughputIr’oIsequencingItoItheIstudyIofIprimaryIimmunodeficienciesWI
EuropeanaJournalaofaImmunologyUI2014UIbbUI2fcbVdZ 6.1 38

186 vumanIplasmaIcellsIexpressIgranzymeIpWIEuropeanaJournalaofaImmunologyUI2014UIbbUI2ecVfb 6.1 21

185
wmmuneIdeficiencyVrelatedIenteropathyVlymphocytopeniaValopeciaIsyndromeIresultsIfromI
tetratricopeptideIrepeatIdomainIeoIdeficiencyWIJournalaofaAllergyaandaClinicalaImmunologyUI2014UI
ZabUIZacbVZadbWed

11.5 48

184 svolutionIofItheIrefinitionIofI rimaryIwmmunodeficienciesI2014UI2gVbY 2

183
oddressingIdiagnosticIchallengesIinIprimaryIimmunodeficiencieshIlaboratoryIevaluationIofIéollVlikeI
receptorVIandI’tV˛”pVmediatedIimmuneIresponsesWICriticalaReviewsainaClinicalaLaboratoryaSciencesUI
2014UIcZUIZZ2V2a

9.4 15

182
 rimaryIimmunodeficiencyIdiseaseshIanIupdateIonItheIclassificationIfromItheIinternationalIunionIofI
immunologicalIsocietiesIexpertIcommitteeIforIprimaryIimmunodeficiencyWIFrontiersainaImmunologyUI
2014UIcUIZd2

8.4 309

(2014-2014)

11



181 qlinicalIspectrumIandIlongVtermIfollowVupIofIZbIcasesIwithIud qaImutationsIfromItheItrenchI
çevereIqongenitalI’eutropeniaIàegistryWIOrphanetaJournalaofaRareaDiseasesUI2014UIgUIZfa 4.2 37

180 érendsIofIpneumococcalImeningitisIinIchildrenIafterIintroductionIofItheIZaVvalentIpneumococcalI
conjugateIvaccineIinItranceWIPediatricaInfectiousaDiseaseaJournalUI2014UIaaUIZ2ZdV2Z 3.4 49

179 éypeI—�IhyperIwgMIsyndromeIwithInovelImutationIfromIwndiaWIIndianaJournalaofaPediatricsUI2014UIfZUId2YV2 3 3

178 sVsà2IdeficiencyIisIassociatedIwithImildIéVcellIabnormalitiesWIJournalaofaClinicalaImmunologyUI2013UI
aaUIZbV2Z 5.7 33

177 oInovelIgainVofVfunctionIwypoImutationIunderliesIectodermalIdysplasiaIwithIimmunodeficiencyIandI
polyendocrinopathyWIJournalaofaClinicalaImmunologyUI2013UIaaUIZYffVgg 5.7 54

176
 ersistenceIofInaturalIkillerIcellsIwithIexpansionIofIaIhypofunctionalIqrcdVqrZdTywàT’yu2qTI
subsetIinIaIpatientIwithIatypicalIxanusIkinaseIaVdeficientIsevereIcombinedIimmunodeficiencyWI
JournalaofaAllergyaandaClinicalaImmunologyUI2013UIZaZUIZ2aYVaUIZ2aaWeZV2

11.5 13

175  rˆ'dispositionIgˆ'nˆ'tiqueIauxImaladiesIinfectieusesIchezIlâ��hommeWIImmunooAnalyseaEtaBiologiea
SpecialiseeUI2013UI2fUI2YfV2Zc 1

174 onIoqéZImutationIselectivelyIabolishesIinterleukinVZeIresponsesIinIhumansIwithIchronicI
mucocutaneousIcandidiasisWIImmunityUI2013UIagUIdedVfd 32.3 204

173  hosphoinositideIaVkinaseI˛·IgeneImutationIpredisposesItoIrespiratoryIinfectionIandIairwayI
damageWIScienceUI2013UIab2UIfddVeZ 33.3 424

172 vaploinsufficiencyIatItheIhumanIwt’uà2IlocusIcontributesItoImycobacterialIdiseaseWIHumana
MolecularaGeneticsUI2013UI22UIedgVfZ 5.6 53

171 ІholeVexomeIsequencingIidentifiesIqoroninVZoIdeficiencyIinIaIsiblingsIwithIimmunodeficiencyIandI
spVVassociatedIpVcellIlymphoproliferationWIJournalaofaAllergyaandaClinicalaImmunologyUI2013UIZaZUIZcgbVdYa11.5 111

170
çignalItransducerIandIactivatorIofItranscriptionIaIQçéoéaRImutationsIunderlyingIautosomalI
dominantIhyperVwgsIsyndromeIimpairIhumanIqrfQTRIéVcellImemoryIformationIandIfunctionWIJournala
ofaAllergyaandaClinicalaImmunologyUI2013UIZa2UIbYYVZZWeg

11.5 48

169 reepIdermatophytosisIandIinheritedIqoàrgIdeficiencyWINewaEnglandaJournalaofaMedicineUI2013UI
adgUIZeYbVZeZb 59.2 245

168 oIMendelianIpredispositionItoIpVcellIlymphomaIcausedIbyIwzVZYàIdeficiencyWIBloodUI2013UIZ22UIaeZaV22 2.2 88

167 wzV2ZIsignallingIviaIçéoéaIprimesIhumanInaiveIpIcellsItoIrespondItoIwzV2ItoIenhanceItheirI
differentiationIintoIplasmablastsWIBloodUI2013UIZ22UIagbYVcY 2.2 84

166 outoimmuneIlymphoproliferativeIsyndromeIcausedIbyIaIhomozygousInullItoçIligandIQtoçzuRI
mutationWIJournalaofaAllergyaandaClinicalaImmunologyUI2013UIZaZUIbfdVgY 11.5 38

165  rimaryImicrocephalyUIimpairedIr’oIreplicationUIandIgenomicIinstabilityIcausedIbyIcompoundI
heterozygousIoéàImutationsWIHumanaMutationUI2013UIabUIaebVfb 4.7 37

164
ploodIqrbTqrbcà—TqαqàcTIéIcellsIareIdecreasedIbutIpartiallyIfunctionalIinIsignalItransducerIandI
activatorIofItranscriptionIaIdeficiencyWIJournalaofaAllergyaandaClinicalaImmunologyUI2013UIZaZUI
ZZbdVcdUIZZcdWeZVc

11.5 20
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163  achymeningitisIafterImeningococcalIinfectionWILancetnaTheUI2013UIafZUIZcgd 40 3

162 çevereIcutaneousIbacillusIqalmetteVuuˆ'rinIinfectionIinIimmunocompromisedIchildrenhItheI
relevanceIofIskinIbiopsyWIJournalaofaCutaneousaPathologyUI2013UIbYUIaYVe 1.7 16

161 zeIcontrˆ·leIgˆ'nˆ'tiqueIdesImaladiesIinfectieusesIhIdesIloisIdeIMendelIauIsˆ'quenˆ§ageIdeIlâ��exomeWI
BulletinaDeaLhAcademieaNationaleaDeaMedecineUI2013UIZgeUIZceVZeZ 0.1

160 çyndromesIdâ��activationIlymphohistiocytaireIconstitutionnelsWIRevueaDhOncologieaHˆ'matologiea
Pˆ'diatriqueUI2013UIZUIZYbVZZY

159  rimaryIimmunodeficienciesIunderlyingIfungalIinfectionsWICurrentaOpinionainaPediatricsUI2013UI2cUIeadVbe3.2 149

158 zongVtermIremissionsIofIsevereIpemphigusIafterIrituximabItherapyIareIassociatedIwithIprolongedI
failureIofIdesmogleinIpIcellIresponseWIScienceaTranslationalaMedicineUI2013UIcUIZecraaY 17.5 146

157 wnheritedIhumanI—αbYIdeficiencyIunderlyingIclassicIyaposiIsarcomaIofIchildhoodWIJournalaofa
ExperimentalaMedicineUI2013UI2ZYUIZebaVcg 16.6 99

156 vumanIàészZIdeficiencyIcausesIvoyeraalVvreidarssonIsyndromeIwithIshortItelomeresIandIgenomeI
instabilityWIHumanaMolecularaGeneticsUI2013UI22UIa2agVbg 5.6 113

155 VariantIofIαVzinkedIqhronicIuranulomatousIriseaseIàevealedIbyIaIçevereIpurkholderiaIcepaciaI
wnvasiveIwnfectionIinIanIwnfantWICaseaReportsainaImmunologyUI2013UI2YZaUIa2adZb 1.9 0

154 àibosomalIproteinIçoIhaploinsufficiencyIinIhumansIwithIisolatedIcongenitalIaspleniaWIScienceUI2013UI
abYUIgedVf 33.3 145

153 éhreeInovelIγpép2bImutationsIidentifiedIinIxapaneseIandIqapeIVerdeanItypeI2IwqtIsyndromeI
patientsWIJournalaofaHumanaGeneticsUI2013UIcfUIbccVdY 4.3 33

152 ’aiveIandImemoryIhumanIpIcellsIhaveIdistinctIrequirementsIforIçéoéaIactivationItoIdifferentiateI
intoIantibodyVsecretingIplasmaIcellsWIJournalaofaExperimentalaMedicineUI2013UI2ZYUI2eagVca 16.6 121

151 riagnosisIofIautoimmuneIlymphoproliferativeIsyndromeIcausedIbyItoçIdeficiencyIinIadultsWI
HaematologicaUI2013UIgfUIafgVg2 6.6 19

150 qharacteristicsIandIoutcomeIofIearlyVonsetUIsevereIformsIofIІiskottVoldrichIsyndromeWIBloodUI2013
UIZ2ZUIZcZYVd 2.2 65

149 vumanIi’yéIandIMowéIcellsIexhibitIaI zγtVdependentIproapoptoticIpropensityIthatIisI
counterbalancedIbyIαwo WIBloodUI2013UIZ2ZUIdZbV2a 2.2 82

148 wnheritedIwzVZ2pbYIdeficiencyhIgeneticUIimmunologicUIandIclinicalIfeaturesIofIbgIpatientsIfromIaYI
kindredsWIMedicineaiUnitedaStateskUI2013UIg2UIZYgVZ22 1.8 121

147 wnheritedIdisordersIofIwt’V˛‡VUIwt’V˛–X˛†X˛»VUIandI’tV˛”pVmediatedIimmunityI2013UIbcbVbdb 1

146 MçéZImutationsIinIautosomalIrecessiveIprimaryIimmunodeficiencyIcharacterizedIbyIdefectiveInaiveI
éVcellIsurvivalWIBloodUI2012UIZZgUIabcfVdf 2.2 210

(2012-2013)
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145 MassiveIexpansionIofImaternalIéIcellsIinIresponseItoIspVIinfectionIinIaIpatientIwithIçqwrVαlWIBloodUI
2012UIZ2YUIZgceVg 2.2 14

144 wmmunodeficiencyUIautoinflammationIandIamylopectinosisIinIhumansIwithIinheritedIv—wzVZIandI
zôpoqIdeficiencyWINatureaImmunologyUI2012UIZaUIZZefVfd 19.1 320

143 wgMTwgrTqr2eTIpIcellsIareImarkedlyIreducedIinIwàoyVbVUIMyrffVUIandIéwào VIbutInotI
ô’qVgapVdeficientIpatientsWIBloodUI2012UIZ2YUIbgg2VcYYZ 2.2 69

142 sxperimentalIandInaturalIinfectionsIinIMyrffVIandIwàoyVbVdeficientImiceIandIhumansWIEuropeana
JournalaofaImmunologyUI2012UIb2UIaZ2dVac 6.1 121

141 MacrophagesIinduceIdifferentiationIofIplasmaIcellsIthroughIqαqzZYXw VZYWIJournalaofaExperimentala
MedicineUI2012UI2YgUIZfZaV2aUIçZV2 16.6 60

140 wmmunityItoIinfectionIinIwzVZeVdeficientImiceIandIhumansWIEuropeanaJournalaofaImmunologyUI2012UI
b2UI22bdVcb 6.1 130

139
 rotectiveIeffectIofIwgMIagainstIcolonizationIofItheIrespiratoryItractIbyInontypeableIvaemophilusI
influenzaeIinIpatientsIwithIhypogammaglobulinemiaWIJournalaofaAllergyaandaClinicalaImmunologyUI
2012UIZ2gUIeeYVe

11.5 42

138  rimaryIéVcellIimmunodeficiencyIwithIimmunodysregulationIcausedIbyIautosomalIrecessiveIzqyI
deficiencyWIJournalaofaAllergyaandaClinicalaImmunologyUI2012UIZaYUIZZbbVZZc2WeZZ 11.5 78

137 éemporalIinterferonVgammaIreleaseIresponseItoIMycobacteriumIkansasiiIinfectionIinIanIanorexiaI
nervosaIpatientWIJournalaofaMedicalaMicrobiologyUI2012UIdZUIZdZeVZd2Y 3.2 5

136 wnheritedIMçéZIdeficiencyIunderliesIsusceptibilityItoIsVVv VIinfectionsWIPLoSaONEUI2012UIeUIebbYZY 3.7 101

135  olymeraseI˛µZImutationIinIaIhumanIsyndromeIwithIfacialIdysmorphismUIimmunodeficiencyUIlivedoUI
andIshortIstatureIQKtwzçIsyndromeKRWIJournalaofaExperimentalaMedicineUI2012UI2YgUI2a2aVaY 16.6 55

134 wnbornIerrorsIofIhumanIwzVZeIimmunityIunderlieIchronicImucocutaneousIcandidiasisWICurrenta
OpinionainaAllergyaandaClinicalaImmunologyUI2012UIZ2UIdZdV22 3.3 208

133 trequentIandIwidespreadIvascularIabnormalitiesIinIhumanIsignalItransducerIandIactivatorIofI
transcriptionIaIdeficiencyWICirculation:aCardiovascularaGeneticsUI2012UIcUI2cVab 40

132 MulticentricIqastlemanIdiseaseIinIanIvvVfVinfectedIchildIbornItoIconsanguineousIparentsIwithI
systematicIreviewWIPediatricsUI2012UIZ2gUIeZggV2Ya 7.4 27

131 outosomalIdominantIçéoéaIdeficiencyIandIhyperVwgsIsyndromehImolecularUIcellularUIandIclinicalI
featuresIfromIaItrenchInationalIsurveyWIMedicineaiUnitedaStateskUI2012UIgZUIeZVeZg 1.8 203

130  artialIMqMbIdeficiencyIinIpatientsIwithIgrowthIretardationUIadrenalIinsufficiencyUIandInaturalI
killerIcellIdeficiencyWIJournalaofaClinicalaInvestigationUI2012UIZ22UIf2ZVa2 15.9 201

129 vumanIàv—vIdeficiencyIcausesIéIcellIdefectsIandIsusceptibilityItoIsVVv VIinfectionsWIJournalaofa
ClinicalaInvestigationUI2012UIZ22UIa2agVbe 15.9 109

128 vodgkinIlymphomaIinI2IchildrenIwithIchronicIgranulomatousIdiseaseWIJournalaofaAllergyaandaClinicala
ImmunologyUI2011UIZ2eUIcbaVcbbWeZVa 11.5 9
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127 —ccurrenceIofImyelodysplasticIsyndromeIinI2IpatientsIwithIreticularIdysgenesisWIJournalaofaAllergya
andaClinicalaImmunologyUI2011UIZ2fUI2aYV2a2We2 11.5 13

126 çuccessfulIallogeneicIhematopoieticIstemIcellItransplantationIforIr—qyfIdeficiencyWIJournalaofa
AllergyaandaClinicalaImmunologyUI2011UIZ2fUIb2YV22We2 11.5 55

125 MorbidityIandImortalityIfromIataxiaVtelangiectasiaIareIassociatedIwithIoéMIgenotypeWIJournalaofa
AllergyaandaClinicalaImmunologyUI2011UIZ2fUIaf2VgWeZ 11.5 105

124 uranulomatousIinflammationIinIcartilageVhairIhypoplasiahIrisksIandIbenefitsIofIantiVé’tV˛–ImobsWI
JournalaofaAllergyaandaClinicalaImmunologyUI2011UIZ2fUIfbeVca 11.5 25

123
qutaneousIfindingsIinIsporadicIandIfamilialIautosomalIdominantIhyperVwgsIsyndromehIaI
retrospectiveUIsingleVcenterIstudyIofI2ZIpatientsIdiagnosedIusingImolecularIanalysisWIJournalaofathea
AmericanaAcademyaofaDermatologyUI2011UIdcUIZZdeVe2

4.5 20

122 qlinicalIsimilaritiesIandIdifferencesIofIpatientsIwithIαVlinkedIlymphoproliferativeIsyndromeItypeIZI
Qαz VZXço IdeficiencyRIversusItypeI2IQαz V2Xαwo IdeficiencyRWIBloodUI2011UIZZeUIZc22Vg 2.2 272

121 ’ewImechanismIofIαVlinkedIanhidroticIectodermalIdysplasiaIwithIimmunodeficiencyhIimpairmentIofI
ubiquitinIbindingIdespiteInormalIfoldingIofI’sM—IproteinWIBloodUI2011UIZZfUIg2dVac 2.2 45

120
zongVtermIoutcomeIandIlineageVspecificIchimerismIinIZgbIpatientsIwithIІiskottVoldrichIsyndromeI
treatedIbyIhematopoieticIcellItransplantationIinItheIperiodIZgfYV2YYghIanIinternationalI
collaborativeIstudyWIBloodUI2011UIZZfUIZdecVfb

2.2 236

119 vumanIαVlinkedIvariableIimmunodeficiencyIcausedIbyIaIhypomorphicImutationIinIαwo IinI
associationIwithIaIrareIpolymorphismIinIqrbYzuWIBloodUI2011UIZZfUI2c2VdZ 2.2 35

118 oIsurveyIofIgYIpatientsIwithIautoimmuneIlymphoproliferativeIsyndromeIrelatedItoIé’tàçtdI
mutationWIBloodUI2011UIZZfUIbegfVfYe 2.2 119

117 —nsetIofIautoimmuneIlymphoproliferativeIsyndromeIQoz çRIinIhumansIasIaIconsequenceIofIgeneticI
defectIaccumulationWIJournalaofaClinicalaInvestigationUI2011UIZ2ZUIZYdVZ2 15.9 87

116 éartrateVresistantIacidIphosphataseIdeficiencyIcausesIaIboneIdysplasiaIwithIautoimmunityIandIaI
typeIwIinterferonIexpressionIsignatureWINatureaGeneticsUI2011UIbaUIZ2eVaZ 36.3 173

115 uermlineIqβppImutationsIthatIselectivelyIaffectImacrophagesIinIkindredsIwithIαVlinkedI
predispositionItoItuberculousImycobacterialIdiseaseWINatureaImmunologyUI2011UIZ2UI2ZaV2Z 19.1 202

114 ueneticIlessonsIlearnedIfromIαVlinkedIMendelianIsusceptibilityItoImycobacterialIdiseasesWIAnnalsaofa
theaNewaYorkaAcademyaofaSciencesUI2011UIZ2bdUIg2VZYZ 6.5 67

113 wsolatedIcongenitalIaspleniahIaItrenchInationwideIretrospectiveIsurveyIofI2YIcasesWIJournalaofa
PediatricsUI2011UIZcfUIZb2VfUIZbfWeZ 3.6 53

112 wmmunitˆ'Iinnˆ'eIâ��Irˆ'ficitsIimmunitairesIetIinfectionsIˆ IpneumocoquesWIReanimation:aJournalaDeaLaa
SocieteaDeaReanimationaDeaLangueaFrancaiseUI2011UI2YUIbdbVbdc

111  artialIrecessiveIwt’V˛‡àZIdeficiencyhIgeneticUIimmunologicalIandIclinicalIfeaturesIofIZbIpatientsI
fromIZZIkindredsWIHumanaMolecularaGeneticsUI2011UI2YUIZcYgV2a 5.6 75

110 MajorIhistocompatibilityIcomplexIclassIwwIexpressionIdeficiencyIcausedIbyIaIàtαo’yIfounderI
mutationhIaIsurveyIofIacIpatientsWIBloodUI2011UIZZfUIcZYfVZf 2.2 84
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109 tirstIuseIofIthymusItransplantationItherapyIforIt—α’ZIdeficiencyIQnudeXçqwrRhIaIreportIofI2IcasesWI
BloodUI2011UIZZeUIdffVgd 2.2 88

108 qhronicImucocutaneousIcandidiasisIinIhumansIwithIinbornIerrorsIofIinterleukinVZeIimmunityWI
ScienceUI2011UIaa2UIdcVf 33.3 1309

107 wnfectiousIdiseasesIinIpatientsIwithIwàoyVbUIMyrffUI’sM—UIorIw˛”p˛–IdeficiencyWIClinicalaMicrobiologya
ReviewsUI2011UI2bUIbgYVe 34 286

106 —ccurrenceIofIaorticIaneurysmsIinIcIcasesIofIІiskottVoldrichIsyndromeWIPediatricsUI2011UIZ2eUIebgfVcYb 7.4 18

105 verpesIsimplexIvirusIencephalitisIinIaIpatientIwithIcompleteIézàaIdeficiencyhIézàaIisIotherwiseI
redundantIinIprotectiveIimmunityWIJournalaofaExperimentalaMedicineUI2011UI2YfUI2YfaVgf 16.6 223

104 r—qyfIdeficiencyIimpairsIqrfIéIcellIsurvivalIandIfunctionIinIhumansIandImiceWIJournalaofa
ExperimentalaMedicineUI2011UI2YfUI2aYcV2Y 16.6 140

103 uainVofVfunctionIhumanIçéoéZImutationsIimpairIwzVZeIimmunityIandIunderlieIchronicI
mucocutaneousIcandidiasisWIJournalaofaExperimentalaMedicineUI2011UI2YfUIZdacVbf 16.6 599

102 verpesIsimplexIencephalitisIinIchildrenIwithIautosomalIrecessiveIandIdominantIéàwtIdeficiencyWI
JournalaofaClinicalaInvestigationUI2011UIZ2ZUIbffgVgY2 15.9 227

101 éheItransmembraneIactivatorIéoqwItriggersIimmunoglobulinIclassIswitchingIbyIactivatingIpIcellsI
throughItheIadaptorIMyrffWINatureaImmunologyUI2010UIZZUIfadVbc 19.1 251

100 outoantibodiesIagainstIwzVZeoUIwzVZetUIandIwzV22IinIpatientsIwithIchronicImucocutaneousIcandidiasisI
andIautoimmuneIpolyendocrineIsyndromeItypeIwWIJournalaofaExperimentalaMedicineUI2010UI2YeUI2gZVe 16.6 556

99 qlinicalIdiseaseIcausedIbyIylebsiellaIinI2IunrelatedIpatientsIwithIinterleukinIZ2IreceptorIbetaZI
deficiencyWIPediatricsUI2010UIZ2dUIegeZVd 7.4 25

98 ІholeVexomeIsequencingVbasedIdiscoveryIofIçéwMZIdeficiencyIinIaIchildIwithIfatalIclassicIyaposiI
sarcomaWIJournalaofaExperimentalaMedicineUI2010UI2YeUI2aYeVZ2 16.6 236

97 qlassicIyaposiIsarcomaIinIaIunrelatedIéurkishIchildrenIbornItoIconsanguineousIkindredsWIPediatricsUI
2010UIZ2cUIeeYbVf 7.4 38

96 vematopoieticIstemIcellItransplantationIandIotherImanagementIstrategiesIforIMvqIclassIwwI
deficiencyWIImmunologyaandaAllergyaClinicsaofaNorthaAmericaUI2010UIaYUIZeaVf 3.3 22

95 àeducedIexpressionIofIt—α aIandIregulatoryIéVcellIfunctionIinIsevereIformsIofIearlyVonsetI
autoimmuneIenteropathyWIGastroenterologyUI2010UIZagUIeeYVf 13.3 79

94 qlinicalIfeaturesIandIoutcomeIofIpatientsIwithIwàoyVbIandIMyrffIdeficiencyWIMedicineaiUniteda
StateskUI2010UIfgUIbYaVb2c 1.8 297

93 sfficacyIofIgeneItherapyIforIαVlinkedIsevereIcombinedIimmunodeficiencyWINewaEnglandaJournalaofa
MedicineUI2010UIadaUIaccVdb 59.2 471

92 àevisitingIhumanIwzVZ2à˛†ZIdeficiencyhIaIsurveyIofIZbZIpatientsIfromIaYIcountriesWIMedicineaiUniteda
StateskUI2010UIfgUIafZVbY2 1.8 277
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91 γo eYhIaImasterIregulatorIofIadaptiveIimmunityWISeminarsainaImmunopathologyUI2010UIa2UIZYeVZd 12 51

90 onIatypicalIcaseIofIαVlinkedIlymphoproliferativeIdiseaseIrevealedIasIaIlateIcerebralIlymphomaWI
JournalaofaNeuroimmunologyUI2010UI2ZfUIZ2cVf 3.5 10

89 zaboratoryIdiagnosisIofIspecificIantibodyIdeficiencyItoIpneumococcalIcapsularIpolysaccharideI
antigensIbyImultiplexedIbeadIassayWIClinicalaImmunologyUI2010UIZabUIZgfV2Yc 9 54

88 wmmunodeficiencyIdueItoImutationsIinI—àowZIandIçéwMZWIClinicalaImmunologyUI2010UIZacUIZdgVf2 9 143

87  rimaryIimmunodeficienciesIofIprotectiveIimmunityItoIprimaryIinfectionsWIClinicalaImmunologyUI
2010UIZacUI2YbVg 9 57

86 wnbornIerrorsIofImucocutaneousIimmunityItoIqandidaIalbicansIinIhumanshIaIroleIforIwzVZeI
cytokinesmWICurrentaOpinionainaImmunologyUI2010UI22UIbdeVeb 7.8 112

85 vumanIqrZbdimImonocytesIpatrolIandIsenseInucleicIacidsIandIvirusesIviaIézàeIandIézàfI
receptorsWIImmunityUI2010UIaaUIaecVfd 32.3 862

84 vumanIéàotaIadaptorImoleculeIdeficiencyIleadsItoIimpairedIéollVlikeIreceptorIaIresponseIandI
susceptibilityItoIherpesIsimplexIencephalitisWIImmunityUI2010UIaaUIbYYVZZ 32.3 262

83 éheItranscriptionIfactorIàtαIprotectsIMvqIclassIwwIgenesIagainstIepigeneticIsilencingIbyIr’oI
methylationWIJournalaofaImmunologyUI2009UIZfaUI2cbcVca 5.3 16

82 çéwMZImutationIassociatedIwithIaIsyndromeIofIimmunodeficiencyIandIautoimmunityWINewaEnglanda
JournalaofaMedicineUI2009UIadYUIZgeZVfY 59.2 395

81 VeryIlateVonsetIgroupIpIçtreptococcusImeningitisUIsepsisUIandIsystemicIshigellosisIdueItoI
interleukinVZIreceptorVassociatedIkinaseVbIdeficiencyWIClinicalaInfectiousaDiseasesUI2009UIbgUIZagaVd 11.6 23

80 MutationalUIfunctionalUIandIexpressionIstudiesIofItheIéqtbIgeneIinI ittVvopkinsIsyndromeWIHumana
MutationUI2009UIaYUIddgVed 4.7 112

79 vypomorphicImutationIofIγo eYIinIhumanIresultsIinIaIlateIonsetIimmunodeficiencyIandInoI
autoimmunityWIEuropeanaJournalaofaImmunologyUI2009UIagUIZgddVed 6.1 73

78 vumanIadenylateIkinaseI2IdeficiencyIcausesIaIprofoundIhematopoieticIdefectIassociatedIwithI
sensorineuralIdeafnessWINatureaGeneticsUI2009UIbZUIZYdVZZ 36.3 173

77 zongVtermIoutcomeIafterIhematopoieticIstemIcellItransplantationIofIaIsingleVcenterIcohortIofIgYI
patientsIwithIsevereIcombinedIimmunodeficiencyWIBloodUI2009UIZZaUIbZZbV2b 2.2 184

76 —àowZIdeficiencyIandIlackIofIstoreVoperatedIqa2TIentryIcauseIimmunodeficiencyUImyopathyUIandI
ectodermalIdysplasiaWIJournalaofaAllergyaandaClinicalaImmunologyUI2009UIZ2bUIZaZZVZaZfWee 11.5 238

75
toçVzUIwzVZYUIandIdoubleVnegativeIqrbVIqrfVIéqàIalphaXbetaTIéIcellsIareIreliableImarkersIofI
autoimmuneIlymphoproliferativeIsyndromeIQoz çRIassociatedIwithItoçIlossIofIfunctionWIBloodUI
2009UIZZaUIaY2eVaY

2.2 110

74 MuncZfV2IdeficiencyIcausesIfamilialIhemophagocyticIlymphohistiocytosisItypeIcIandIimpairsI
cytotoxicIgranuleIexocytosisIinIpatientI’yIcellsWIJournalaofaClinicalaInvestigationUI2009UIZZgUIaedcVea 15.9 267
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73 éhromboxaneIsynthaseImutationsIinIanIincreasedIboneIdensityIdisorderIQuhosalIsyndromeRWINaturea
GeneticsUI2008UIbYUI2fbVd 36.3 55

72 wmmuneIconstitutionImonitoringIafterI pMqItransplantationIinIcompleteIriueorgeIsyndromehIanI
eightVyearIfollowVupWIClinicalaImmunologyUI2008UIZ2fUIZdbVeZ 9 11

71 riffuseIlymphoplasmacyticIbronchiolitisIinIcartilageVhairIhypoplasiaWIJournalaofaPediatricsUI2008UI
Zc2UIb2gVaa 3.6 4

70  yogenicIbacterialIinfectionsIinIhumansIwithIMyrffIdeficiencyWIScienceUI2008UIa2ZUIdgZVd 33.3 608

69 wàoyVbVIandIMyrffVdependentIpathwaysIareIessentialIforItheIremovalIofIdevelopingIautoreactiveI
pIcellsIinIhumansWIImmunityUI2008UI2gUIebdVce 32.3 178

68 qomplementationIofIaIpathogenicIwt’uà2ImisfoldingImutationIwithImodifiersIofI’VglycosylationWI
JournalaofaExperimentalaMedicineUI2008UI2YcUIZe2gVae 16.6 52

67 àecurrentIstaphylococcalIcellulitisIandIsubcutaneousIabscessesIinIaIchildIwithIautoantibodiesI
againstIwzVdWIJournalaofaImmunologyUI2008UIZfYUIdbeVcb 5.3 122

66 çomaticIdiversificationIinItheIabsenceIofIantigenVdrivenIresponsesIisItheIhallmarkIofItheIwgMTIwgrTI
qr2eTIpIcellIrepertoireIinIinfantsWIJournalaofaExperimentalaMedicineUI2008UI2YcUIZaaZVb2 16.6 125

65 MutationsIinIçéoéaIandIwzZ2àpZIimpairItheIdevelopmentIofIhumanIwzVZeVproducingIéIcellsWIJournala
ofaExperimentalaMedicineUI2008UI2YcUIZcbaVcY 16.6 361

64 wnfectionsIˆ IçtreptococcusIpneumoniaeIetIˆ IçtaphylococcusIaureusIhIquelsIsontIlesIdˆ'ficitsI
immunitairesIhˆ'rˆ'ditairesIˆ IrechercherImWIRevueaFrancophoneaDesaLaboratoiresUI2008UI2YYfUIgZVgc 0

63 ’ovelIprimaryIimmunodeficienciesIrevealedIbyItheIinvestigationIofIpaediatricIinfectiousIdiseasesWI
CurrentaOpinionainaImmunologyUI2008UI2YUIagVbf 7.8 113

62 wnbornIerrorsIofIinterferonIQwt’RVmediatedIimmunityIinIhumanshIinsightsIintoItheIrespectiveIrolesIofI
wt’ValphaXbetaUIwt’VgammaUIandIwt’VlambdaIinIhostIdefenseWIImmunologicalaReviewsUI2008UI22dUI2gVbY 11.3 220

61 wnheritedIdisordersIofIwt’V˛‡VUIwt’V˛–X˛†VUIandI’tV˛”pVmediatedIimmunityI2008UIccaVcdY

60 qomplementationIofIaIpathogenicwt’uà2misfoldingImutationIwithImodifiersIofI’VglycosylationWI
JournalaofaCellaBiologyUI2008UIZf2UIidVid 7.3

59 qellularIandIhumoralIaberrationsIinIaIkindredIwithIwzVZIreceptorVassociatedIkinaseIbIdeficiencyWI
JournalaofaAllergyaandaClinicalaImmunologyUI2007UIZ2YUIgbfVcY 11.5 12

58 vomozygousIsilencingIofIéVboxItranscriptionIfactorIs—MsçIleadsItoImicrocephalyIwithI
polymicrogyriaIandIcorpusIcallosumIagenesisWINatureaGeneticsUI2007UIagUIbcbVd 36.3 152

57 vumanIéollVlikeIreceptorVdependentIinductionIofIinterferonsIinIprotectiveIimmunityItoIvirusesWI
ImmunologicalaReviewsUI2007UI22YUI22cVad 11.3 122

56 onalysisIofItheIinterleukinVZ2XinterferonVgammaIpathwayIinIchildrenIwithInonVtuberculousI
mycobacterialIcervicalIlymphadenitisWIEuropeanaJournalaofaPediatricsUI2007UIZddUIfacVbZ 4.1 17
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55 oIgeneIresponsibleIforIuhosalIhematoVdiaphysealIdysplasiaImapsItoIchromosomeIeqaaVabWIHumana
GeneticsUI2007UIZ2ZUI2dgVea 6.3 14

54 wnheritedIhumanIwàoyVbIdeficiencyhIanIupdateWIImmunologicaResearchUI2007UIafUIabeVc2 4.3 28

53 wàoybIandI’sM—ImutationsIinIotherwiseIhealthyIchildrenIwithIrecurrentIinvasiveIpneumococcalI
diseaseWIJournalaofaMedicalaGeneticsUI2007UIbbUIZdV2a 5.8 111

52 wmmunotherapyIofIfamilialIhemophagocyticIlymphohistiocytosisIwithIantithymocyteIglobulinshIaI
singleVcenterIretrospectiveIreportIofIafIpatientsWIPediatricsUI2007UIZ2YUIed22Vf 7.4 180

51 àituximabItherapyIforIchildhoodIsvansIsyndromeWIHaematologicaUI2007UIg2UIZdgZVb 6.6 45

50 çelectiveIpredispositionItoIbacterialIinfectionsIinIwàoyVbVdeficientIchildrenhIwàoyVbVdependentIézàsI
areIotherwiseIredundantIinIprotectiveIimmunityWIJournalaofaExperimentalaMedicineUI2007UI2YbUI2bYeV22 16.6 329

49 vumanImonogenicIdisordersIthatIconferIpredispositionItoIspecificIinfectionsWINovartisaFoundationa
SymposiumUI2007UI2fZUIdcVeaiIdiscussionIeaVfUI2YfVg 1

48  erforinVdependentIapoptosisIfunctionallyIcompensatesItasIdeficiencyIinIactivationVinducedIcellI
deathIofIhumanIéIlymphocytesWIBloodUI2007UIZZYUIb2fcVg2 2.2 31

47 retectionIofI2fInovelImutationsIinItheIІiskottVoldrichIsyndromeIandIαVlinkedIthrombocytopeniaI
basedIonImultiplexI qàWIBloodaCellsnaMoleculesnaandaDiseasesUI2007UIagUIZY2Vd 2.1 7

46 vumanIprimaryIimmunodeficienciesIofItypeIwIinterferonsWIBiochimieUI2007UIfgUIfefVfa 4.6 56

45 ézàaIdeficiencyIinIpatientsIwithIherpesIsimplexIencephalitisWIScienceUI2007UIaZeUIZc22Ve 33.3 842

44 oInovelIαVlinkedIrecessiveIformIofIMendelianIsusceptibilityItoImycobaterialIdiseaseWIJournalaofa
MedicalaGeneticsUI2007UIbbUIedc 5.8 44

43 ’ovelIçéoéZIallelesIinIotherwiseIhealthyIpatientsIwithImycobacterialIdiseaseWIPLoSaGeneticsUI2006UI
2UIeZaZ 6 138

42 çuccessfulIallogeneicIhemopoieticIstemIcellItransplantationIinIaIchildIwhoIhadIanhidroticI
ectodermalIdysplasiaIwithIimmunodeficiencyWIPediatricsUI2006UIZZfUIe2YcVZZ 7.4 48

41 αVlinkedIsusceptibilityItoImycobacteriaIisIcausedIbyImutationsIinI’sM—IimpairingIqrbYVdependentI
wzVZ2IproductionWIJournalaofaExperimentalaMedicineUI2006UI2YaUIZebcVcg 16.6 222

40 oIfastIprocedureIforItheIdetectionIofIdefectsIinIéollVlikeIreceptorIsignalingWIPediatricsUI2006UIZZfUI2bgfVcYa7.4 60

39 wàoyVbImutationIQQ2gaαRhIrapidIdetectionIandIcharacterizationIofIdefectiveIpostVtranscriptionalI
ézàXwzVZàIresponsesIinIhumanImyeloidIandInonVmyeloidIcellsWIJournalaofaImmunologyUI2006UIZeeUIf2Y2VZZ5.3 40

38 vematopoieticIstemIcellItransplantationIinIhemophagocyticIlymphohistiocytosishIaIsingleVcenterI
reportIofIbfIpatientsWIPediatricsUI2006UIZZeUIeebaVcY 7.4 200
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37 verpesIsimplexIvirusIencephalitisIinIhumanIô’qVgapIdeficiencyWIScienceUI2006UIaZbUIaYfVZ2 33.3 601

36 outosomalIrecessiveIinterleukinVZIreceptorVassociatedIkinaseIbIdeficiencyIinIfourthVdegreeI
relativesWIJournalaofaPediatricsUI2006UIZbfUIcbgVcZ 3.6 45

35 wnbornIerrorsIofIwzVZ2X2aVIandIwt’VgammaVmediatedIimmunityhImolecularUIcellularUIandIclinicalI
featuresWISeminarsainaImmunologyUI2006UIZfUIabeVdZ 10.7 366

34
vumanIleucocyteIantigenVidenticalIhaematopoieticIstemIcellItransplantationIinImajorI
histocompatiblityIcomplexIclassIwwIimmunodeficiencyhIreducedIsurvivalIcorrelatesIwithIanIincreasedI
incidenceIofIacuteIgraftVversusVhostIdiseaseIandIpreVexistingIviralIinfectionsWIBritishaJournalaofa
HaematologyUI2006UIZabUIcZYVd

4.5 39

33 MendelianItraitsIthatIconferIpredispositionIorIresistanceItoIspecificIinfectionsIinIhumansWICurrenta
OpinionainaImmunologyUI2006UIZfUIafaVgY 7.8 55

32 purkholderiaIpseudomalleiIinfectionIinIchronicIgranulomatousIdiseaseWIEuropeanaJournalaofa
PediatricsUI2006UIZdcUIZecVe 4.1 13

31 qharacteristicsIofIvwVVinfectedIchildrenIrecentlyIdiagnosedIinI arisUItranceWIEuropeanaJournalaofa
PediatricsUI2006UIZdcUIdfbVe 4.1 20

30 yaposiPsIsarcomaIinIaIchildIwithIІiskottVoldrichIsyndromeWIEuropeanaJournalaofaPediatricsUI2006UI
ZdcUIbcaVe 4.1 32

29 vumanIézàVeVUIVfVUIandIVgVmediatedIinductionIofIwt’ValphaXbetaIandIVlambdaIwsIwàoyVbIdependentI
andIredundantIforIprotectiveIimmunityItoIvirusesWIImmunityUI2005UI2aUIbdcVef 32.3 228

28 tromIidiopathicIinfectiousIdiseasesItoInovelIprimaryIimmunodeficienciesWIJournalaofaAllergyaanda
ClinicalaImmunologyUI2005UIZZdUIb2dVaY 11.5 44

27 wnheritedIdisordersIofIhumanIéollVlikeIreceptorIsignalinghIimmunologicalIimplicationsWI
ImmunologicalaReviewsUI2005UI2YaUIZYV2Y 11.3 115

26 wnheritedIdefectsIinItheIinterferonVgammaIreceptorIorIinterleukinVZ2IsignallingIpathwaysIareInotI
sufficientItoIcauseIallergicIdiseaseIinIchildrenWIEuropeanaJournalaofaPediatricsUI2005UIZdbUIebZVe 4.1 22

25 veritableIdefectsIofItheIhumanIézàIsignallingIpathwaysWIJournalaofaEndotoxinaResearchUI2005UIZZUI22YVb 25

24 ’sM—ImutationsIinI2IunrelatedIboysIwithIsevereIinfectionsIandIconicalIteethWIPediatricsUI2005UIZZcUIedZcVg7.4 57

23 çepticemiaIwithoutIsepsishIinheritedIdisordersIofInuclearIfactorVkappaIpVmediatedIinflammationWI
ClinicalaInfectiousaDiseasesUI2005UIbZIçupplIeUIçbadVg 11.6 39

22 çhigellaIsonneiImeningitisIdueItoIinterleukinVZIreceptorVassociatedIkinaseVbIdeficiencyhIfirstI
associationIwithIaIprimaryIimmuneIdeficiencyWIClinicalaInfectiousaDiseasesUI2005UIbYUIZ22eVaZ 11.6 55

21 ’ovelIprimaryIimmunodeficienciesWIAdvancesainaExperimentalaMedicineaandaBiologyUI2005UIcdfUIfgVgg 3.6 4

20 wnterleukinIQwzRVZ2IandIwzV2aIareIkeyIcytokinesIforIimmunityIagainstIçalmonellaIinIhumansWIJournala
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