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601 kctivationTinducedGcytidineGdeaminaseGOksnPGdeficiencyGcausesGtheGautosomalGrecessiveGformGofGtheG
ryperTsgwGsyndromeGOrsqwYPUGCellSG2000SGXWYSG]_]Ta] 56.2 1283

600 kutoantibodiesGagainstGtypeGsGspxsGinGpatientsGwithGlifeTthreateningGmyVsnTXcUGScienceSG2020SGZaWSG 33.3 1090

599 snbornGerrorsGofGtypeGsGspxGimmunityGinGpatientsGwithGlifeTthreateningGmyVsnTXcUGScienceSG2020SGZaWSG 33.3 994

598  heGéTlinkedGlymphoproliferativeTdiseaseGgeneGproductG—kzGregulatesGsignalsGinducedGthroughGtheG
coTreceptorG—vkwUGNatureSG1998SGZc]SG[_YTc 50.4 807

597
niagnosticGcriteriaGforGprimaryGimmunodeficienciesUG–epresentingGzkqsnGOzanTkmericanGqroupGforG
smmunodeficiencyPGandGo—snGOouropeanG—ocietyGforGsmmunodeficienciesPUGClinicalgImmunologySG1999SG
cZSGXcWTa

9 793

596 qeneGtherapyGforGimmunodeficiencyGdueGtoGadenosineGdeaminaseGdeficiencyUGNewgEnglandgJournalg
ofgMedicineSG2009SGZ_WSG[[aT]b 59.2 792

595 wutationsGofGtakTZGgeneGinGpatientsGwithGautosomalGsevereGcombinedGimmuneGdeficiencyGO—msnPUG
NatureSG1995SGZaaSG_]Tb 50.4 742

594 qeneGtherapyGinGperipheralGbloodGlymphocytesGandGboneGmarrowGforGknkTGimmunodeficientG
patientsUGScienceSG1995SGYaWSG[aWT] 33.3 655

593 nefectiveGexpressionGofG TcellGmn[WGligandGcausesGéTlinkedGimmunodeficiencyGwithGhyperTsgwUG
NatureSG1993SGZ_XSG]ZcT[X 50.4 641

592 smmuneGdysregulationGinGhumanGsubjectsGwithGheterozygousGgermlineGmutationsGinGm vk[UGScienceSG
2014SGZ[]SGX_YZTX_Ya 33.3 563

591 nefectsGinG ms–qXGsubunitGofGtheGvacuolarGprotonGpumpGareGresponsibleGforGaGsubsetGofGhumanG
autosomalGrecessiveGosteopetrosisUGNaturegGeneticsSG2000SGY]SGZ[ZT_ 36.3 540

590 mlinicalGspectrumGofGéTlinkedGhyperTsgwGsyndromeUGJournalgofgPediatricsSG1997SGXZXSG[aT][ 3.6 528

589  ransplantationGoutcomesGforGsevereGcombinedGimmunodeficiencySGYWWWTYWWcUGNewgEnglandg
JournalgofgMedicineSG2014SGZaXSG[Z[T[_ 59.2 457

588 xewbornGscreeningGforGsevereGcombinedGimmunodeficiencyGinGXXGscreeningGprogramsGinGtheGUnitedG
—tatesUGJAMAgvgJournalgofgthegAmericangMedicalgAssociationSG2014SGZXYSGaYcTZb 27.4 426

587
éTlinkedGlymphoproliferativeGdiseaseUGYl[GmoleculesGdisplayingGinhibitoryGratherGthanGactivatingG
functionGareGresponsibleGforGtheGinabilityGofGnaturalGkillerGcellsGtoGkillGopsteinTlarrGvirusTinfectedG
cellsUGJournalgofgExperimentalgMedicineSG2000SGXcYSGZZaT[_

16.6 398

586 zartialGVOnPtGrecombinationGactivityGleadsGtoGymennGsyndromeUGCellSG1998SGcZSGbb]Tc_ 56.2 383

585
zrimaryGimmunodeficiencyGdiseasesdGanGupdateGfromGtheGsnternationalGUnionGofGsmmunologicalG
—ocietiesGzrimaryGsmmunodeficiencyGniseasesGmlassificationGmommitteeUGJournalgofgAllergygandg
ClinicalgImmunologySG2007SGXYWSGaa_Tc[

11.5 362
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584 zrimaryGimmunodeficienciesdGYWWcGupdateUGJournalgofgAllergygandgClinicalgImmunologySG2009SGXY[SGXX_XTab11.5 361

583 oxpansionGofGtheGrumanGzhenotypeGyntologyGOrzyPGknowledgeGbaseGandGresourcesUGNucleicgAcidsg
ResearchSG2019SG[aSGnXWXbTnXWYa 20.1 333

582
 ransplantationGofGhematopoieticGstemGcellsGandGlongTtermGsurvivalGforGprimaryGimmunodeficienciesG
inGouropedGenteringGaGnewGcenturySGdoGweGdoGbetteriUGJournalgofgAllergygandgClinicalgImmunologySG
2010SGXY_SG_WYTXWUeXTXX

11.5 328

581 smmunodeficiencySGautoinflammationGandGamylopectinosisGinGhumansGwithGinheritedGrysvTXGandG
vUlkmGdeficiencyUGNaturegImmunologySG2012SGXZSGXXabTb_ 19.1 320

580 rumanGintracellularGs—qX]GpreventsGinterferonT˛–V˛†GoverTamplificationGandGautoTinflammationUG
NatureSG2015SG]XaSGbcTcZ 50.4 311

579 kGthreeTdimensionalGmodelGofGhumanGlungGdevelopmentGandGdiseaseGfromGpluripotentGstemGcellsUG
NaturegCellgBiologySG2017SGXcSG][YT][c 23.4 297

578 wutationsGofGmn[WGgeneGcauseGanGautosomalGrecessiveGformGofGimmunodeficiencyGwithGhyperGsgwUG
ProceedingsgofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaSG2001SGcbSGXY_X[Tc 11.5 294

577 swwUxynopsmsoxmso—UGsmpairmentGofGimmunityGtoGmandidaGandGwycobacteriumGinGhumansGwithG
biTallelicG–y–mGmutationsUGScienceSG2015SGZ[cSG_W_T_XZ 33.3 291

576 zrimaryGimmunodeficienciesUGJournalgofgAllergygandgClinicalgImmunologySG2010SGXY]SG—XbYTc[ 11.5 289

575 snfectiousGdiseaseUGvifeTthreateningGinfluenzaGandGimpairedGinterferonGamplificationGinGhumanGs–paG
deficiencyUGScienceSG2015SGZ[bSG[[bT]Z 33.3 285

574 kGmodifiedG˛‡TretrovirusGvectorGforGéTlinkedGsevereGcombinedGimmunodeficiencyUGNewgEnglandg
JournalgofgMedicineSG2014SGZaXSGX[WaTXa 59.2 278

573 VOnPtGrecombinationGdefectsGinGlymphocytesGdueGtoG–kqGmutationsdGsevereGimmunodeficiencyGwithG
aGspectrumGofGclinicalGpresentationsUGBloodSG2001SGcaSGbXTb 2.2 278

572
zrimaryGimmunodeficiencyGdiseasesdGanGupdateGonGtheGclassificationGfromGtheGinternationalGunionGofG
immunologicalGsocietiesGexpertGcommitteeGforGprimaryGimmunodeficiencyUGFrontiersgingImmunologySG
2011SGYSG][

8.4 266

571
x lTkGβcorrectionGofGqx lTkδSGaGnovelG—rYnXkTassociatedGsurfaceGmoleculeGcontributingGtoGtheG
inabilityGofGnaturalGkillerGcellsGtoGkillGopsteinTlarrGvirusTinfectedGlGcellsGinGéTlinkedG
lymphoproliferativeGdiseaseUGJournalgofgExperimentalgMedicineSG2001SGXc[SGYZ]T[_

16.6 261

570 éTlinkedGthrombocytopeniaGandGWiskottTkldrichGsyndromeGareGallelicGdiseasesGwithGmutationsGinGtheG
Wk—zGgeneUGNaturegGeneticsSG1995SGcSG[X[Ta 36.3 251

569 mlinicalSGimmunologicalSGandGmolecularGanalysisGinGaGlargeGcohortGofGpatientsGwithGéTlinkedG
agammaglobulinemiadGanGstalianGmulticenterGstudyUGClinicalgImmunologySG2002SGXW[SGYYXTZW 9 248

568 wutationsGofGtheGWiskottTkldrichG—yndromeGzroteinGOWk—zPdGhotspotsSGeffectGonGtranscriptionSGandG
translationGandGphenotypeVgenotypeGcorrelationUGBloodSG2004SGXW[SG[WXWTc 2.2 244

567 mlinicalGfeaturesSGlongTtermGfollowTupGandGoutcomeGofGaGlargeGcohortGofGpatientsGwithGmhronicG
qranulomatousGniseasedGanGstalianGmulticenterGstudyUGClinicalgImmunologySG2008SGXY_SGX]]T_[ 9 242

(2008-2009)
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566 smpairedGintrinsicGimmunityGtoGr—VTXGinGhumanGiz—mTderivedG v–ZTdeficientGmx—GcellsUGNatureSG2012SG
[cXSGa_cTaZ 50.4 240

565
vongTtermGoutcomeGandGlineageTspecificGchimerismGinGXc[GpatientsGwithGWiskottTkldrichGsyndromeG
treatedGbyGhematopoieticGcellGtransplantationGinGtheGperiodGXcbWTYWWcdGanGinternationalG
collaborativeGstudyUGBloodSG2011SGXXbSGX_a]Tb[

2.2 236

564 rumanGosteoclastTpoorGosteopetrosisGwithGhypogammaglobulinemiaGdueGtoG xp–—pXXkGO–kxuPG
mutationsUGAmericangJournalgofgHumangGeneticsSG2008SGbZSG_[Ta_ 11 231

563 snbornGerrorsGofGhumanGtkusGandG— k sUGImmunitySG2012SGZ_SG]X]TYb 32.3 225

562
ostablishingGdiagnosticGcriteriaGforGsevereGcombinedGimmunodeficiencyGdiseaseGO—msnPSGleakyG—msnSG
andGymennGsyndromedGtheGzrimaryGsmmuneGneficiencyG reatmentGmonsortiumGexperienceUGJournalg
ofgAllergygandgClinicalgImmunologySG2014SGXZZSGXWcYTb

11.5 222

561 éTlinkedGsusceptibilityGtoGmycobacteriaGisGcausedGbyGmutationsGinGxowyGimpairingGmn[WTdependentG
svTXYGproductionUGJournalgofgExperimentalgMedicineSG2006SGYWZSGXa[]T]c 16.6 222

560
vongTtermGoutcomeGfollowingGhematopoieticGstemTcellGtransplantationGinGWiskottTkldrichG
syndromedGcollaborativeGstudyGofGtheGouropeanG—ocietyGforGsmmunodeficienciesGandGouropeanG
qroupGforGlloodGandGwarrowG ransplantationUGBloodSG2008SGXXXSG[ZcT[]

2.2 195

559 loneGmarrowGtransplantationGforGsevereGcombinedGimmuneGdeficiencyUGJAMAgvgJournalgofgtheg
AmericangMedicalgAssociationSG2006SGYc]SG]WbTXb 27.4 191

558 ymennGsyndromedGinflammationGinGleakyGsevereGcombinedGimmunodeficiencyUGJournalgofgAllergygandg
ClinicalgImmunologySG2008SGXYYSGXWbYT_ 11.5 185

557 mhlorideGchannelGmlmxaGmutationsGareGresponsibleGforGsevereGrecessiveSGdominantSGandG
intermediateGosteopetrosisUGJournalgofgBonegandgMineralgResearchSG2003SGXbSGXa[WTa 6.3 179

556 smmuneGreconstitutionGinGknkT—msnGafterGzlvGgeneGtherapyGandGdiscontinuationGofGenzymeG
replacementUGNaturegMedicineSG2002SGbSG[YZT] 50.5 173

555 wissenseGwutationsGinGtheGpasGqeneG–esultingGinGkutoimmuneGvymphoproliferativeG—yndromedGkG
wolecularGandGsmmunologicalGknalysisUGBloodSG1997SGbcSGcWYTcWc 2.2 172

554 rumanGryszGandGvUlkmGdeficiencyGunderliesGautoinflammationSGimmunodeficiencySG
amylopectinosisSGandGlymphangiectasiaUGJournalgofgExperimentalgMedicineSG2015SGYXYSGcZcT]X 16.6 171

553 nymubGfunctionsGasGanGadaptorGthatGlinksG v–TwynbbGsignalingGtoGlGcellGactivationUGNatureg
ImmunologySG2012SGXZSG_XYTYW 19.1 170

552 rowGsGtreatGknkGdeficiencyUGBloodSG2009SGXX[SGZ]Y[TZY 2.2 168

551  heGmutationalGspectrumGofGhumanGmalignantGautosomalGrecessiveGosteopetrosisUGHumangMolecularg
GeneticsSG2001SGXWSGXa_aTaZ 5.6 168

550 ventiviralGhematopoieticGstemGcellGgeneGtherapyGforGéTlinkedGsevereGcombinedGimmunodeficiencyUG
SciencegTranslationalgMedicineSG2016SGbSGZZ]ra]a 17.5 167

549 quidelinesGforGgeneticGstudiesGinGsingleGpatientsdGlessonsGfromGprimaryGimmunodeficienciesUGJournalg
ofgExperimentalgMedicineSG2014SGYXXSGYXZaT[c 16.6 158
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548 vossTofTfunctionGmutationsGinGtheGmcy–paYGmouseGorthologGcauseGfatalGautoimmuneGdiseaseUG
SciencegTranslationalgMedicineSG2016SGbSGZ[aracZ 17.5 157

547 WiskottTkldrichGsyndromeUGCurrentgOpiniongingHematologySG2008SGX]SGZWT_ 3.3 152

546 Wk—zGregulatesGsuppressorGactivityGofGhumanGandGmurineGmn[ORPmnY]ORPpyézZORPGnaturalG
regulatoryG GcellsUGJournalgofgExperimentalgMedicineSG2007SGYW[SGZ_cTbW 16.6 149

545 klteredGleukocyteGresponseGtoGmémvXYGinGpatientsGwithGwartsGhypogammaglobulinemiaSGinfectionsSG
myelokathexisGOWrswPGsyndromeUGBloodSG2004SGXW[SG[[[T]Y 2.2 146

544 zrimaryGimmunodeficiencyGdiseasesdGanGupdateUGJournalgofgAllergygandgClinicalgImmunologySG2004SG
XX[SG_aaTba 11.5 145

543
snterleukinTaGreceptorGalphaGOsvTa–alphaPGdeficiencydGcellularGandGmolecularGbasesUGknalysisGofG
clinicalSGimmunologicalSGandGmolecularGfeaturesGinGX_GnovelGpatientsUGImmunologicalgReviewsSG2005SG
YWZSGXXWTY_

11.3 142

542 kGnovelGprimaryGhumanGimmunodeficiencyGdueGtoGdeficiencyGinGtheGWk—zTinteractingGproteinGWszUG
JournalgofgExperimentalgMedicineSG2012SGYWcSGYcTZ[ 16.6 138

541 rumanG–kqGmutationsdGbiochemistryGandGclinicalGimplicationsUGNaturegReviewsgImmunologySG2016SG
X_SGYZ[T[_ 36.5 131

540 smmuneGreconstitutionGandGsurvivalGofGXWWG—msnGpatientsGpostThematopoieticGcellGtransplantdGaG
zsn mGnaturalGhistoryGstudyUGBloodSG2017SGXZWSGYaXbTYaYa 2.2 129

539 ks–oGdeficiencyGinGthymusGofGYGpatientsGwithGymennGsyndromeUGJournalgofgClinicalgInvestigationSG
2005SGXX]SGaYbTaZY 15.9 128

538 kGmissenseGmutationGinG p–mSGencodingGtransferrinGreceptorGXSGcausesGcombinedGimmunodeficiencyUG
NaturegGeneticsSG2016SG[bSGa[Tb 36.3 127

537 yutcomeGofGhematopoieticGstemGcellGtransplantationGforGadenosineGdeaminaseTdeficientGsevereG
combinedGimmunodeficiencyUGBloodSG2012SGXYWSGZ_X]TY[eGquizGZ_Y_ 2.2 126

536 snheritedGnymuYGneficiencyGinGzatientsGwithGoarlyTynsetGsnvasiveGsnfectionsUGNewgEnglandgJournalg
ofgMedicineSG2015SGZaYSGY[WcTYY 59.2 125

535 smpairedGnaturalGandGmnX_TmediatedGxuGcellGcytotoxicityGinGpatientsGwithGWk—GandGév dGabilityGofG
svTYGtoGcorrectGxuGcellGfunctionalGdefectUGBloodSG2004SGXW[SG[Z_T[Z 2.2 120

534 snnateGimmunityGdefectsGinGrermanskyTzudlakGtypeGYGsyndromeUGBloodSG2006SGXWaSG[b]aT_[ 2.2 119

533 oarlyGdefectsGinGhumanG TcellGdevelopmentGseverelyGaffectGdistributionGandGmaturationGofGthymicG
stromalGcellsdGpossibleGimplicationsGforGtheGpathophysiologyGofGymennGsyndromeUGBloodSG2009SGXX[SGXW]Tb2.2 117

532 —tructuralGandGpunctionalGlasisGforGtkuZTneficientG—evereGmombinedGsmmunodeficiencyUGBloodSG
1997SGcWSGZcc_T[WWZ 2.2 117

531  ollGreceptorTmediatedGregulationGofGxknzrGoxidaseGinGhumanGdendriticGcellsUGJournalgofg
ImmunologySG2004SGXaZSG]a[cT]_ 5.3 117

(2004-2016)
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530
momplexGeffectsGofGnaturallyGoccurringGmutationsGinGtheGtkuZGpseudokinaseGdomaindGevidenceGforG
interactionsGbetweenGtheGkinaseGandGpseudokinaseGdomainsUGMoleculargandgCellulargBiologySG2000SG
YWSGc[aT]_

4.8 117

529 —ignalingGviaGsvTYGandGsvT[GinGtkuZTdeficientGsevereGcombinedGimmunodeficiencyGlymphocytesdG
tkuZTdependentGandGindependentGpathwaysUGImmunitySG1996SG]SG_W]TX] 32.3 116

528 svTYXGisGtheGprimaryGcommonG˛‡GchainTbindingGcytokineGrequiredGforGhumanGlTcellGdifferentiationGinG
vivoUGBloodSG2011SGXXbSG_bY[TZ] 2.2 115

527 kGqlobalGoffortGtoGnefineGtheGrumanGqeneticsGofGzrotectiveGsmmunityGtoG—k–—TmoVTYGsnfectionUGCellSG
2020SGXbXSGXXc[TXXcc 56.2 113

526  imelyGandGspatiallyGregulatedGmaturationGofGlGandG GcellGrepertoireGduringGhumanGfetalG
developmentUGSciencegTranslationalgMedicineSG2015SGaSGYa_raY] 17.5 112

525 m[bTbindingGproteinGOm[lzPGactivatesGlGcellsGthroughGtheGmn[WGreceptorUGImmunitySG2003SGXbSGbZaT[b 32.3 112

524
WholeTexomeGsequencingGidentifiesGtetratricopeptideGrepeatGdomainGakGO  makPGmutationsGforG
combinedGimmunodeficiencyGwithGintestinalGatresiasUGJournalgofgAllergygandgClinicalgImmunologySG
2013SGXZYSG_]_T__[UeXa

11.5 109

523 —tudiesGofGtheGexpressionGofGtheGWiskottTkldrichGsyndromeGproteinUGJournalgofgClinicalgInvestigationSG
1996SGcaSGY_YaTZ[ 15.9 109

522 knGimmuneTbasedGbiomarkerGsignatureGisGassociatedGwithGmortalityGinGmyVsnTXcGpatientsUGJCIgInsight
SG2021SG_SG 9.9 109

521 —evereGcombinedGimmunodeficienciesGandGrelatedGdisordersUGNaturegReviewsgDiseasegPrimersSG2015SG
XSGX]W_X 51.1 108

520 qlobalGstudyGofGprimaryGimmunodeficiencyGdiseasesGOzsPTTdiagnosisSGtreatmentSGandGeconomicG
impactdGanGupdatedGreportGfromGtheGteffreyGwodellGpoundationUGImmunologicgResearchSG2011SG]XSG_XTaW 4.3 108

519 zrimaryGimmuneGdeficienciesGwithGaberrantGsgoGproductionUGJournalgofgAllergygandgClinicalg
ImmunologySG2008SGXYYSGXW][T_YeGquizGXW_ZT[ 11.5 107

518 takZSGsevereGcombinedGimmunodeficiencySGandGaGnewGclassGofGimmunosuppressiveGdrugsUG
ImmunologicalgReviewsSG2005SGYWZSGXYaT[Y 11.3 107

517 nefectiveGexpressionGofGmn[WGligandGonG GcellsGcausesGIéTlinkedGimmunodeficiencyGwithGhyperTsgwG
OrsqwXPIUGImmunologicalgReviewsSG1994SGXZbSGZcT]c 11.3 107

516
–uxolitinibGreversesGdysregulatedG GhelperGcellGresponsesGandGcontrolsGautoimmunityGcausedGbyGaG
novelGsignalGtransducerGandGactivatorGofGtranscriptionGXGO— k XPGgainTofTfunctionGmutationUGJournalg
ofgAllergygandgClinicalgImmunologySG2017SGXZcSGX_YcTX_[WUeY

11.5 104

515 kctivationTinducedGcytidineGdeaminaseGOksnPGisGrequiredGforGlTcellGtoleranceGinGhumansUGProceedingsg
ofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaSG2011SGXWbSGXX]][Tc 11.5 102

514
kGnovelG[TkbGinterleukinTXZGreceptorGalphaGm–xkGexpressedGinGhumanGlSG SGandGendothelialGcellsG
encodingGanGalternateGtypeTssGinterleukinT[VinterleukinTXZGreceptorUGEuropeangJournalgofg
ImmunologySG1997SGYaSGcaXTb

6.1 101

513  reatmentGofGmn[WGligandGdeficiencyGbyGhematopoieticGstemGcellGtransplantationdGaGsurveyGofGtheG
ouropeanGexperienceSGXccZTYWWYUGBloodSG2004SGXWZSGXX]YTa 2.2 101
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512 mnZWGcellGexpressionGandGabnormalGsolubleGmnZWGserumGaccumulationGinGymennNsGsyndromedG
evidenceGforGaG GhelperGYTmediatedGconditionUGEuropeangJournalgofgImmunologySG1996SGY_SGZYcTZ[ 6.1 101

511 kGsystematicGanalysisGofGrecombinationGactivityGandGgenotypeTphenotypeGcorrelationGinGhumanG
recombinationTactivatingGgeneGXGdeficiencyUGJournalgofgAllergygandgClinicalgImmunologySG2014SGXZZSGXWccTXWb11.5 100

510 –ecommendationsGforGliveGviralGandGbacterialGvaccinesGinGimmunodeficientGpatientsGandGtheirGcloseG
contactsUGJournalgofgAllergygandgClinicalgImmunologySG2014SGXZZSGc_XT_ 11.5 100

509 oxpressionGofGinducibleGnitricGoxideGsynthaseGinGhumanGgranulomasGandGhistiocyticGreactionsUG
AmericangJournalgofgPathologySG1999SGX][SGX[]T]Y 5.8 99

508 vifeTthreateningGinfluenzaGpneumonitisGinGaGchildGwithGinheritedGs–pcGdeficiencyUGJournalgofg
ExperimentalgMedicineSG2018SGYX]SGY]_aTY]b] 16.6 98

507 smprovingGcellularGtherapyGforGprimaryGimmuneGdeficiencyGdiseasesdGrecognitionSGdiagnosisSGandG
managementUGJournalgofgAllergygandgClinicalgImmunologySG2009SGXY[SGXX]YT_WUeXY 11.5 96

506 rypomorphicG–agGmutationsGcanGcauseGdestructiveGmidlineGgranulomatousGdiseaseUGBloodSG2010SG
XX_SGXY_ZTaX 2.2 96

505 ymennGsyndromeGinGanGinfantGwithGsva–kGgeneGmutationUGJournalgofgPediatricsSG2006SGX[bSGYaYT[ 3.6 94

504 lroadTspectrumGantibodiesGagainstGselfTantigensGandGcytokinesGinG–kqGdeficiencyUGJournalgofgClinicalg
InvestigationSG2015SGXY]SG[XZ]T[b 15.9 94

503 Wk—zGconfersGselectiveGadvantageGforGspecificGhematopoieticGcellGpopulationsGandGservesGaGuniqueG
roleGinGmarginalGzoneGlTcellGhomeostasisGandGfunctionUGBloodSG2008SGXXYSG[XZcT[a 2.2 92

502 nefectiveG hXGcytokineGgeneGtranscriptionGinGmn[RGandGmnbRG GcellsGfromGWiskottTkldrichGsyndromeG
patientsUGJournalgofgImmunologySG2006SGXaaSGa[]XT_X 5.3 91

501 wolecularGcloningGofGsvzTYSGaGnovelGmemberGofGtheGinhibitorGofGapoptosisGproteinGfamilyUGMolecularg
andgCellulargBiologySG2001SGYXSG[YcYTZWX 4.8 91

500 kutoantibodiesGneutralizingGtypeGsGspxsGareGpresentGinG[LGofGuninfectedGindividualsGoverGaWGyearsG
oldGandGaccountGforGYWLGofGmyVsnTXcGdeathsUGSciencegImmunologySG2021SG_SG 28 91

499 nefectsGofGclassTswitchGrecombinationUGJournalgofgAllergygandgClinicalgImmunologySG2006SGXXaSGb]]T_[ 11.5 90

498 sneffectiveGexpressionGofGmn[WGligandGonGcordGbloodG GcellsGmayGcontributeGtoGpoorGimmunoglobulinG
productionGinGtheGnewbornUGEuropeangJournalgofgImmunologySG1994SGY[SGXcXcTY[ 6.1 89

497 vongTtermGoutcomesGofGXa_GpatientsGwithGéTlinkedGhyperTsgwGsyndromeGtreatedGwithGorGwithoutG
hematopoieticGcellGtransplantationUGJournalgofgAllergygandgClinicalgImmunologySG2017SGXZcSGXYbYTXYcY 11.5 88

496 —msnGgenotypeGandG_TmonthGposttransplantGmn[GcountGpredictGsurvivalGandGimmuneGrecoveryUGBlood
SG2018SGXZYSGXaZaTXa[c 2.2 88

495 lGcellTintrinsicGdeficiencyGofGtheGWiskottTkldrichGsyndromeGproteinGOWk—pPGcausesGsevereG
abnormalitiesGofGtheGperipheralGlTcellGcompartmentGinGmiceUGBloodSG2012SGXXcSGYbXcTYb 2.2 87

(2012-1996)
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494 kGhypomorphicG–YYc~G–agYGmouseGmutantGrecapitulatesGhumanGymennGsyndromeUGJournalgofg
ClinicalgInvestigationSG2007SGXXaSGXY_WTc 15.9 87

493 vongTtermGimmuneGreconstitutionGandGclinicalGoutcomeGafterGstemGcellGtransplantationGforGsevereG
 TcellGimmunodeficiencyUGJournalgofgAllergygandgClinicalgImmunologySG2007SGXYWSGbcYTc 11.5 86

492 snterleukinTXYGandGsnterleukinTYZGllockadeGinGveukocyteGkdhesionGneficiencyG ypeGXUGNewgEnglandg
JournalgofgMedicineSG2017SGZa_SGXX[XTXX[_ 59.2 84

491
yfGgenesGandGphenotypesdGtheGimmunologicalGandGmolecularGspectrumGofGcombinedGimmuneG
deficiencyUGnefectsGofGtheGgammaOcPTtkuZGsignalingGpathwayGasGaGmodelUGImmunologicalgReviewsSG
2000SGXabSGZcT[b

11.3 84

490 mn[WvbasedGaGdatabaseGofGmn[WvGgeneGmutationsGcausingGéTlinkedGhyperTsgwGsyndromeUGTrendsging
ImmunologySG1996SGXaSG]XXT]X_ 84

489 —evereGinfluenzaGpneumonitisGinGchildrenGwithGinheritedG v–ZGdeficiencyUGJournalgofgExperimentalg
MedicineSG2019SGYX_SGYWZbTYW]_ 16.6 83

488 wutationsGinGsevereGcombinedGimmuneGdeficiencyGO—msnPGdueGtoGtkuZGdeficiencyUGHumangMutationSG
2001SGXbSGY]]T_Z 4.7 83

487 wissenseGmutationsGofGtheGWk—zGgeneGcauseGintermittentGéTlinkedGthrombocytopeniaUGBloodSG2002SG
ccSGYY_bTc 2.2 83

486 smmatureGlGcellsGpreferentiallyGswitchGtoGsgoGwithGincreasedGdirectG—˛…GtoG—˛µGrecombinationUGJournalg
ofgExperimentalgMedicineSG2011SGYWbSGYaZZT[_ 16.6 81

485 smmunologicalGandGgeneticGbasesGofGnewGprimaryGimmunodeficienciesUGNaturegReviewsgImmunologySG
2007SGaSGb]XT_X 36.5 81

484 kGphenotypicGapproachGforGsUs—GzsnGclassificationGandGdiagnosisdGguidelinesGforGcliniciansGatGtheG
bedsideUGJournalgofgClinicalgImmunologySG2013SGZZSGXWabTba 5.7 79

483 wutationalGanalysisGofGhumanGlkppGreceptorG xp–—pXZmGOlkppT–PGinGpatientsGwithGcommonG
variableGimmunodeficiencyUGJournalgofgClinicalgImmunologySG2005SGY]SG[c_T]WY 5.7 79

482 zreexistingGautoantibodiesGtoGtypeGsGspxsGunderlieGcriticalGmyVsnTXcGpneumoniaGinGpatientsGwithG
kz—TXUGJournalgofgExperimentalgMedicineSG2021SGYXbSG 16.6 79

481
 heGnaturalGhistoryGofGchildrenGwithGsevereGcombinedGimmunodeficiencydGbaselineGfeaturesGofGtheG
firstGfiftyGpatientsGofGtheGprimaryGimmuneGdeficiencyGtreatmentGconsortiumGprospectiveGstudyG_cWXUG
JournalgofgClinicalgImmunologySG2013SGZZSGXX]_T_[

5.7 78

480 kGsingleGaminoGacidGchangeSGkcXVSGleadsGtoGconformationalGchangesGthatGcanGimpairGprocessingGtoG
theGactiveGformGofGperforinUGBloodSG2005SGXW_SGcZYTa 2.2 78

479 oxpansionGofGimmunoglobulinTsecretingGcellsGandGdefectsGinGlGcellGtoleranceGinG–agTdependentG
immunodeficiencyUGJournalgofgExperimentalgMedicineSG2010SGYWaSGX][XT][ 16.6 77

478 rematopoieticG—temGmellG ransplantationGinGzrimaryGsmmunodeficiencyGniseasesdGmurrentG—tatusG
andGputureGzerspectivesUGFrontiersgingPediatricsSG2019SGaSGYc] 3.4 76

477 nualG GcellTGandGlGcellTintrinsicGdeficiencyGinGhumansGwithGbiallelicG–v z–GmutationsUGJournalgofg
ExperimentalgMedicineSG2016SGYXZSGY[XZTY[Z] 16.6 75
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476 wanagementGoptionsGforGadenosineGdeaminaseGdeficiencyeGproceedingsGofGtheGolw GsatelliteG
workshopGOramburgSGwarchGYWW_PUGClinicalgImmunologySG2007SGXYZSGXZcT[a 9 75

475 z éZGgeneticGvariationsGaffectGtheGriskGofGzseudomonasGaeruginosaGairwayGcolonizationGinGcysticG
fibrosisGpatientsUGGenesgandgImmunitySG2010SGXXSG__]TaW 4.4 74

474 —mallG–xksGderivedGfromGlnc–xkG–xaseGw–zGhaveGgeneTsilencingGactivityGrelevantGtoGhumanG
cartilageThairGhypoplasiaUGHumangMoleculargGeneticsSG2014SGYZSGZ_bTbY 5.6 73

473 éTlinkedGimmunodeficiencyGwithGhyperTsgwGOérswPUGClinicalgandgExperimentalgImmunologySG2000SG
XYWSGZccT[W] 6.2 73

472 Wk—zbasedGaGdatabaseGofGWk—TGandGév TcausingGmutationsUGTrendsgingImmunologySG1996SGXaSG[c_T]WY 73

471
kGhypomorphicGrecombinationTactivatingGgeneGXGO–kqXPGmutationGresultingGinGaGphenotypeG
resemblingGcommonGvariableGimmunodeficiencyUGJournalgofgAllergygandgClinicalgImmunologySG2014SG
XZ[SGXZa]TXZbW

11.5 72

470 mlinicalGspectrumSGpathophysiologyGandGtreatmentGofGtheGWiskottTkldrichGsyndromeUGCurrentg
OpiniongingHematologySG2011SGXbSG[YTb 3.3 71

469 sntrathymicG–estrictionGandGzeripheralGoxpansionGofGtheG TmellG–epertoireGinGymennG—yndromeUG
BloodSG1999SGc[SGZ[_bTZ[ab 2.2 71

468 monsensusGapproachGforGtheGmanagementGofGsevereGcombinedGimmuneGdeficiencyGcausedGbyG
adenosineGdeaminaseGdeficiencyUGJournalgofgAllergygandgClinicalgImmunologySG2019SGX[ZSGb]YTb_Z 11.5 71

467 nefectGofGregulatoryG GcellsGinGpatientsGwithGymennGsyndromeUGJournalgofgAllergygandgClinicalg
ImmunologySG2010SGXY]SGYWcTX_ 11.5 70

466 rumanGperipheralGlymphoidGtissuesGcontainGautoimmuneGregulatorTexpressingGdendriticGcellsUG
AmericangJournalgofgPathologySG2010SGXa_SGXXW[TXY 5.8 70

465 éTchromosomeGinactivationGanalysisGinGaGfemaleGcarrierGofGpyézZGmutationUGClinicalgandg
ExperimentalgImmunologySG2002SGXZWSGXYaTZW 6.2 70

464
momparisonGofGoutcomesGofGhematopoieticGstemGcellGtransplantationGwithoutGchemotherapyG
conditioningGbyGusingGmatchedGsiblingGandGunrelatedGdonorsGforGtreatmentGofGsevereGcombinedG
immunodeficiencyUGJournalgofgAllergygandgClinicalgImmunologySG2014SGXZ[SGcZ]Tc[ZUeX]

11.5 69

463
qTm—pGtreatmentGofGsevereGcongenitalGneutropeniaGreversesGneutropeniaGbutGdoesGnotGcorrectGtheG
underlyingGfunctionalGdeficiencyGofGtheGneutrophilGinGdefendingGagainstGmicroorganismsUGBloodSG
2007SGXWcSG[aX_TYZ

2.2 69

462 zrimaryGimmunodeficienciesdGaGrapidlyGevolvingGstoryUGJournalgofgAllergygandgClinicalgImmunologySG
2013SGXZXSGZX[TYZ 11.5 68

461 —tructuralGbasisGforGchromosomeGéTlinkedGagammaglobulinemiadGaGtyrosineGkinaseGdiseaseUG
ProceedingsgofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaSG1994SGcXSGXYbWZTa 11.5 68

460 kctivityGofGclassicalGandGalternativeGpathwaysGofGcomplementGinGpretermGandGsmallGforGgestationalG
ageGinfantsUGPediatricgResearchSG1984SGXbSGYbXT] 3.2 68

459 kGsingleTcenterGexperienceGinGYWGpatientsGwithGinfantileGmalignantGosteopetrosisUGAmericangJournalg
ofgHematologySG2009SGb[SG[aZTc 7.1 67

(2009-2007)
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458 —temGcellGtransplantationGforGtheGWiskottTkldrichGsyndromedGaGsingleTcenterGexperienceGconfirmsG
efficacyGofGmatchedGunrelatedGdonorGtransplantationUGBonegMarrowgTransplantationSG2006SGZbSG_aXTc 4.4 67

457 éTlinkedGrecessiveG v–aGdeficiencyGinG~XLGofGmenGunderG_WGyearsGoldGwithGlifeTthreateningG
myVsnTXcUGSciencegImmunologySG2021SG_SG 28 67

456 kutoimmuneGpolyendocrinopathyTcandidiasisTectodermalGdystrophyGsyndromedGtimeGtoGreviewG
diagnosticGcriteriaiUGJournalgofgClinicalgEndocrinologygandgMetabolismSG2003SGbbSGZX[_Tb 5.6 66

455 WiskottTkldrichGsyndromeGproteinGOWk—zPGandGxTWk—zGareGcriticalGforGperipheralGlTcellG
developmentGandGfunctionUGBloodSG2012SGXXcSGZc__Ta[ 2.2 65

454 snbornGorrorsGofG–xkGvariatGwetabolismGinGrumansGwithGlrainstemGViralGsnfectionUGCellSG2018SGXaYSGc]YTc_]UeXb56.2 64

453 wagnitudeGandGnynamicsGofGtheG TmellG–esponseGtoG—k–—TmoVTYGsnfectionGatGlothGsndividualGandG
zopulationGvevelsG2020SG 64

452  imeTresolvedGsystemsGimmunologyGrevealsGaGlateGjunctureGlinkedGtoGfatalGmyVsnTXcUGCellSG2021SG
Xb[SGXbZ_TXb]aUeYY 56.2 64

451 —evereGimpairmentGofGspxT˛‡GandGspxT˛–GresponsesGinGcellsGofGaGpatientGwithGaGnovelG— k XGsplicingG
mutationUGBloodSG2011SGXXbSGXbW_TXa 2.2 63

450 mharacterizationGofG GandGlGcellGrepertoireGdiversityGinGpatientsGwithG–kqGdeficiencyUGScienceg
ImmunologySG2016SGXSG 28 62

449 qlobalGoverviewGofGprimaryGimmunodeficienciesdGaGreportGfromGteffreyGwodellGmentersGworldwideG
focusedGonGdiagnosisSGtreatmentSGandGdiscoveryUGImmunologicgResearchSG2014SG_WSGXZYT[[ 4.3 61

448 kllogeneicGhematopoieticGcellGtransplantationGforGprimaryGimmuneGdeficiencyGdiseasesdGcurrentG
statusGandGcriticalGneedsUGJournalgofgAllergygandgClinicalgImmunologySG2008SGXYYSGXWbaTc_ 11.5 61

447 xovelGwuncXZT[GmutationsGinGchildrenGandGyoungGadultGpatientsGwithGhaemophagocyticG
lymphohistiocytosisUGJournalgofgMedicalgGeneticsSG2006SG[ZSGc]ZT_W 5.8 61

446 —ixGnovelGmutationsGinGtheGz–pXGgeneGinGchildrenGwithGhaemophagocyticGlymphohistiocytosisUG
JournalgofgMedicalgGeneticsSG2001SGZbSG_[ZT_ 5.8 61

445 snGvitroGcorrectionGofGtkuZTdeficientGsevereGcombinedGimmunodeficiencyGbyGretroviralTmediatedG
geneGtransductionUGJournalgofgExperimentalgMedicineSG1996SGXbZSGY_baTcY 16.6 61

444
yrganizationGofGtheGhumanGmn[WvGgenedGimplicationsGforGmolecularGdefectsGinGéGchromosomeTlinkedG
hyperTsgwGsyndromeGandGprenatalGdiagnosisUGProceedingsgofgthegNationalgAcademygofgSciencesgofgtheg
UnitedgStatesgofgAmericaSG1994SGcXSGYXXWT[

11.5 61

443 nisseminatedGcryptosporidiumGinfectionGinGanGinfantGwithGhyperTsgwGsyndromeGcausedGbyGmn[WG
deficiencyUGJournalgofgPediatricsSG2003SGX[YSGXc[T_ 3.6 60

442 kGcombinedGimmunodeficiencyGwithGsevereGinfectionsSGinflammationSGandGallergyGcausedGbyGk–zmXlG
deficiencyUGJournalgofgAllergygandgClinicalgImmunologySG2019SGX[ZSGYYc_TYYcc 11.5 59

441 sdentificationGofGpatientsGwithG–kqGmutationsGpreviouslyGdiagnosedGwithGcommonGvariableG
immunodeficiencyGdisordersUGJournalgofgClinicalgImmunologySG2015SGZ]SGXXcTY[ 5.7 59
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440 kGnewGcaseGofGszoéGreceivingGboneGmarrowGtransplantationUGBonegMarrowgTransplantationSG2005SGZ]SGXWZZT[4.4 59

439  TcellGdefectsGinGpatientsGwithGgermlineGmutationsGaccountGforGcombinedGimmunodeficiencyUGBloodSG
2018SGXZYSGYZ_YTYZa[ 2.2 59

438 rumanGinbornGerrorsGofGimmunitydGknGexpandingGuniverseUGSciencegImmunologySG2020SG]SG 28 58

437 UnexpectedGandGvariableGphenotypesGinGaGfamilyGwithGtkuZGdeficiencyUGGenesgandgImmunitySG2001SGYSG[YYTZY4.4 58

436 zrimaryGimmunodeficiencyGmutationGdatabasesUGAdvancesgingGeneticsSG2001SG[ZSGXWZTbb 3.3 58

435 mloseGlinkageGofGprobeGpYXYGOné—XabPGtoGéTlinkedGagammaglobulinemiaUGHumangGeneticsSG1989SGb[SGXcTYX6.3 58

434 ymennGsyndromedGaGdisorderGofG–agXGandG–agYGgenesUGJournalgofgClinicalgImmunologySG1999SGXcSGbaTca 5.7 57

433 ks–oGdeficiencyGinGthymusGofGYGpatientsGwithGymennGsyndromeUGJournalgofgClinicalgInvestigationSG
2005SGXX]SGaYbTZY 15.9 56

432 klteredGlm–GandG v–GsignalsGpromoteGenhancedGpositiveGselectionGofGautoreactiveGtransitionalGlG
cellsGinGWiskottTkldrichGsyndromeUGJournalgofgExperimentalgMedicineSG2015SGYXYSGX__ZTaa 16.6 55

431 –educedGthymicGoutputSGincreasedGspontaneousGapoptosisGandGoligoclonalGlGcellsGinGpolyethyleneG
glycolTadenosineGdeaminaseTtreatedGpatientsUGEuropeangJournalgofgImmunologySG2005SGZ]SGZZa_Tb_ 6.1 55

430 mutationsGcauseGskeletalGdysplasiaSGimmuneGdeficiencySGandGdevelopmentalGdelayUGJournalgofg
ExperimentalgMedicineSG2017SGYX[SG_YZT_Za 16.6 54

429 ryperactivatedGzsZu˛·GpromotesGselfGandGcommensalGreactivityGatGtheGexpenseGofGoptimalGhumoralG
immunityUGNaturegImmunologySG2018SGXcSGcb_TXWWW 19.1 54

428 –eversibleGsevereGcombinedGimmunodeficiencyGphenotypeGsecondaryGtoGaGmutationGofGtheG
protonTcoupledGfolateGtransporterUGClinicalgImmunologySG2009SGXZZSGYbaTc[ 9 54

427 quidelinesGforGimplementationGofGpopulationTbasedGnewbornGscreeningGforGsevereGcombinedG
immunodeficiencyUGJournalgofgInheritedgMetabolicgDiseaseSG2010SGZZSG—YaZTbX 5.4 54

426
VariabilityGofGclinicalGandGlaboratoryGfeaturesGamongGpatientsGwithGribonucleaseGmitochondrialG–xkG
processingGendoribonucleaseGgeneGmutationsUGJournalgofgAllergygandgClinicalgImmunologySG2008SG
XYYSGXXabTb[

11.5 54

425 ryperGsgwGsyndromesUGCurrentgOpiniongingRheumatologySG2003SGX]SG[YYTc 5.3 54

424 wutationsGinGconservedGregionsGofGtheGpredictedG–kqYGkelchGrepeatsGblockGinitiationGofGVOnPtG
recombinationGandGresultGinGprimaryGimmunodeficienciesUGMoleculargandgCellulargBiologySG2000SGYWSG]_]ZT_[4.8 54

423 z–unmGmutationsGassociatedGwithGimmunodeficiencySGgranulomaSGandGautoimmuneG
regulatorTdependentGautoimmunityUGJournalgofgAllergygandgClinicalgImmunologySG2015SGXZ]SGX]abTbbUe] 11.5 52

(2015-2005)
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422 oxpandingGtheGspectrumGofGrecombinationTactivatingGgeneGXGdeficiencydGaGfamilyGwithGearlyTonsetG
autoimmunityUGJournalgofgAllergygandgClinicalgImmunologySG2013SGXZYSGc_cTaXUeXTY 11.5 52

421 mlinicalSGimmunologicGandGgeneticGprofilesGofGnymubTdeficientGpatientsGinGuuwaitUGClinicalg
ImmunologySG2012SGX[ZSGY__TaY 9 52

420 smmunodeficienciesGwithGautoimmuneGconsequencesUGAdvancesgingImmunologySG2006SGbcSGZYXTaW 5.6 52

419 zrogressiveGneurodegenerationGinGpatientsGwithGprimaryGimmunodeficiencyGdiseaseGonGsVsqG
treatmentUGClinicalgImmunologySG2002SGXWYSGXcTY[ 9 52

418 kctivationTsnducedGmytidineGneaminaseGoxpressionGinGrumanGlGmellGzrecursorsGssGossentialGforG
mentralGlGmellG oleranceUGImmunitySG2015SG[ZSGbb[Tc] 32.3 50

417 smmunologyGofGnownGsyndromedGaGreviewUGAmericangJournalgofgMedicalgGeneticsgPartgASG1990SGaSGYW[TXY 50

416 –kqGandG–kqGdefectsUGCurrentgOpiniongingImmunologySG1999SGXXSG[Z]T[Y 7.8 50

415 rumanG—xy–kZXGvariationsGimpairGcorticalGneuronTintrinsicGimmunityGtoGr—VTXGandGunderlieGherpesG
simplexGencephalitisUGNaturegMedicineSG2019SGY]SGXbaZTXbb[ 50.5 49

414 kutoTantibodiesGtoGtypeGsGspxsGcanGunderlieGadverseGreactionsGtoGyellowGfeverGliveGattenuatedG
vaccineUGJournalgofgExperimentalgMedicineSG2021SGYXbSG 16.6 49

413 —xéXWGmutationsGdefineGaGsubgroupGofGhumanGautosomalGrecessiveGosteopetrosisGwithGvariableG
clinicalGseverityUGJournalgofgBonegandgMineralgResearchSG2013SGYbSGXW[XTc 6.3 48

412 nefectiveGactinGpolymerizationGinGolVTtransformedGlTcellGlinesGfromGpatientsGwithGtheG
WiskottTkldrichGsyndromeUGJournalgofgPathologySG1998SGXb]SGccTXWa 9.4 48

411 mlinicalSGimmunologicalGandGmolecularGcharacteristicsGofGZaGsranianGpatientsGwithGéTlinkedG
agammaglobulinemiaUGInternationalgArchivesgofgAllergygandgImmunologySG2006SGX[XSG[WbTX[ 3.7 47

410 WiskottTkldrichG—yndromedGaGmodelGforGdefectiveGactinGreorganizationSGcellGtraffickingGandGsynapseG
formationUGCurrentgOpiniongingImmunologySG2003SGX]SG]b]TcX 7.8 47

409 oxcellentGoutcomesGfollowingGhematopoieticGcellGtransplantationGforGWiskottTkldrichGsyndromedGaG
zsn mGreportUGBloodSG2020SGXZ]SGYWc[TYXW] 2.2 46

408
rumanGiz—mTderivedGtrigeminalGneuronsGlackGconstitutiveG v–ZTdependentGimmunityGthatGprotectsG
corticalGneuronsGfromGr—VTXGinfectionUGProceedingsgofgthegNationalgAcademygofgSciencesgofgthegUnitedg
StatesgofgAmericaSG2018SGXX]SGobaa]TobabY

11.5 46

407
kGcommonGsingleGnucleotideGpolymorphismGimpairsGlTcellGactivatingGfactorGreceptorNsG
multimerizationSGcontributingGtoGcommonGvariableGimmunodeficiencyUGJournalgofgAllergygandgClinicalg
ImmunologySG2014SGXZZSGXYYYT]

11.5 46

406 zrimaryGimmunodeficienciesGOzsnsPGpresentingGwithGcytopeniasUGHematologygAmericangSocietygofg
HematologygEducationgProgramSG2009SGXZcT[Z 3.1 46

405 martilageThairGhypoplasiadGmolecularGbasisGandGheterogeneityGofGtheGimmunologicalGphenotypeUG
CurrentgOpiniongingAllergygandgClinicalgImmunologySG2008SGbSG]Z[Tc 3.3 46
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404 punctionalGanalysisGofGnaturallyGoccurringGnmv–oXmGmutationsGandGcorrelationGwithGtheGclinicalG
phenotypeGofGk– ows—GdeficiencyUGJournalgofgAllergygandgClinicalgImmunologySG2015SGXZ_SGX[WTX]WUea 11.5 45

403 WiskottTkldrichGsyndromeGproteinTmediatedGactinGdynamicsGcontrolGtypeTsGinterferonGproductionGinG
plasmacytoidGdendriticGcellsUGJournalgofgExperimentalgMedicineSG2013SGYXWSGZ]]Ta[ 16.6 45

402 éTlinkedGprimaryGimmunodeficienciesGasGaGbridgeGtoGbetterGunderstandingGéTchromosomeGrelatedG
autoimmunityUGJournalgofgAutoimmunitySG2009SGZZSGXaTY[ 15.5 45

401 mlinicalGandGimmunologicGoutcomeGofGpatientsGwithGcartilageGhairGhypoplasiaGafterGhematopoieticG
stemGcellGtransplantationUGBloodSG2010SGXX_SGYaTZ] 2.2 45

400 punctionalGdefectsGofGdendriticGcellsGinGpatientsGwithGmn[WGdeficiencyUGBloodSG2003SGXWYSG[WccTXW_ 2.2 45

399 neficiencyGofGbaseGexcisionGrepairGenzymeGxosvZGdrivesGincreasedGpredispositionGtoGautoimmunityUG
JournalgofgClinicalgInvestigationSG2016SGXY_SG[YXcT[YZ_ 15.9 45

398 —k–—TmoVTYTrelatedGws—TmdGkGkeyGtoGtheGviralGandGgeneticGcausesGofGuawasakiGdiseaseiUGJournalgofg
ExperimentalgMedicineSG2021SGYXbSG 16.6 45

397 smpairedGxuTcellGmigrationGinGWk—Vév GpatientsdGroleGofGmdc[YVWk—pGpathwayGinGtheGcontrolGofG
chemokineTinducedGbetaYGintegrinGhighTaffinityGstateUGBloodSG2010SGXX]SGYbXbTY_ 2.2 44

396
vinkerGforGactivationGofG GcellsGOvk PSGaGnovelGimmunohistochemicalGmarkerGforG GcellsSGxuGcellsSGmastG
cellsSGandGmegakaryocytesdGevaluationGinGnormalGandGpathologicalGconditionsUGAmericangJournalgofg
PathologySG1999SGX][SGXWZaT[_

5.8 44

395  ransferGofGtheGknkGgeneGintoGboneGmarrowGcellsGandGperipheralGbloodGlymphocytesGforGtheG
treatmentGofGpatientsGaffectedGbyGknkTdeficientG—msnUGHumangGenegTherapySG1993SG[SG]XZTYW 4.8 44

394 –kqGneficiencydG woGqenesSGwanyGniseasesUGJournalgofgClinicalgImmunologySG2018SGZbSG_[_T_]] 5.7 43

393 kGprospectiveGstudyGonGtheGnaturalGhistoryGofGpatientsGwithGprofoundGcombinedGimmunodeficiencydG
knGinterimGanalysisUGJournalgofgAllergygandgClinicalgImmunologySG2017SGXZcSGXZWYTXZXWUe[ 11.5 43

392 mlinicalGheterogeneityGandGdiagnosticGdelayGofGautoimmuneG
polyendocrinopathyTcandidiasisTectodermalGdystrophyGsyndromeUGClinicalgImmunologySG2011SGXZcSG_TXX 9 43

391 zrimaryGsmmuneGneficiencyG reatmentGmonsortiumGOzsn mPGreportUGJournalgofgAllergygandgClinicalg
ImmunologySG2014SGXZZSGZZ]T[a 11.5 42

390 sdentificationGofGanGinfantGwithGsevereGcombinedGimmunodeficiencyGbyGnewbornGscreeningUGJournalg
ofgAllergygandgClinicalgImmunologySG2010SGXY_SGXWaZT[ 11.5 42

389 mombinedGdecreaseGofGdefinedGlGandG GcellGsubsetsGinGaGgroupGofGcommonGvariableG
immunodeficiencyGpatientsUGClinicalgImmunologySG2006SGXYXSGYWZTX[ 9 42

388 knGinternationalGstudyGexaminingGtherapeuticGoptionsGusedGinGtreatmentGofGWiskottTkldrichG
syndromeUGClinicalgImmunologySG2003SGXWcSGYaYTa 9 42

387 snbornGorrorsGofGsmmunityGWithGsmmuneGnysregulationdGpromGlenchGtoGledsideUGFrontiersging
PediatricsSG2019SGaSGZ]Z 3.4 41

(2019-2015)
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386 yutcomesGandG reatmentG—trategiesGforGkutoimmunityGandGryperinflammationGinGzatientsGwithG
–kqGneficiencyUGJournalgofgAllergygandgClinicalgImmunology:gingPracticeSG2019SGaSGXcaWTXcb]Ue[ 5.4 41

385 rumanGinterleukinTYGreceptorG˛†GmutationsGassociatedGwithGdefectsGinGimmunityGandGperipheralG
toleranceUGJournalgofgExperimentalgMedicineSG2019SGYX_SGXZXXTXZYa 16.6 41

384 punctionalG GcellGimmunodeficienciesGOwithG GcellsGpresentPUGAnnualgReviewgofgImmunologySG2013SGZXSGXc]TYY]34.7 41

383 mlinicalGandGgeneticGdiagnosisGofGwartsSGhypogammaglobulinemiaSGinfectionsSGandGmyelokathexisG
syndromeGinGXWGpatientsUGJournalgofgAllergygandgClinicalgImmunologySG2009SGXYZSGXXaWTZSGXXaZUeXTZ 11.5 41

382 kutoimmunityGdueGtoG–kqGdeficiencyGandGestimatedGdiseaseGincidenceGinG–kqXVYGmutationsUGJournalg
ofgAllergygandgClinicalgImmunologySG2014SGXZZSGbbWTYUeXW 11.5 40

381 qlucoseGmetabolismGandGdietTbasedGpreventionGofGliverGdysfunctionGinGwzVXaGmutantGpatientsUG
JournalgofgHepatologySG2009SG]WSGYX]TYX 13.4 39

380 qeneticGandGdemographicGfeaturesGofGéTlinkedGagammaglobulinemiaGinGoasternGandGmentralGouropedG
aGcohortGstudyUGMoleculargImmunologySG2009SG[_SGYX[WT_ 4.3 39

379 –eticularGdysgenesisTassociatedGkuYGprotectsGhematopoieticGstemGandGprogenitorGcellGdevelopmentG
fromGoxidativeGstressUGJournalgofgExperimentalgMedicineSG2015SGYXYSGXXb]TYWY 16.6 38

378 rematopoieticGcellGtransplantationGforGWiskottTkldrichGsyndromedGadvancesGinGbiologyGandGfutureG
directionsGforGtreatmentUGImmunologygandgAllergygClinicsgofgNorthgAmericaSG2010SGZWSGXacTc[ 3.3 38

377 qeneticGcausesGofGbronchiectasisdGprimaryGimmuneGdeficienciesGandGtheGlungUGRespirationSG2007SGa[SGY_[Ta]3.7 38

376 ssolationGofGcosmidGandGcnxkGclonesGinGtheGregionGsurroundingGtheGl uGgeneGatGéqYXUZTqYYUG
GenomicsSG1994SGYXSG]XaTY[ 4.3 38

375 rematopoieticGstemGcellGtransplantationGoutcomesGforGXXGpatientsGwithGdedicatorGofGcytokinesisGbG
deficiencyUGJournalgofgAllergygandgClinicalgImmunologySG2016SGXZbSGb]YTb]cUeZ 11.5 38

374 zrospectsGforGultravioletGkXGphototherapyGasGaGtreatmentGforGchronicGcutaneousGgraftTversusThostG
diseaseUGHaematologicaSG2003SGbbSGXX_cTa] 6.6 38

373 —tructureGandGfunctionGofGtheGWiskottTkldrichGsyndromeGproteinUGCurrentgOpiniongingHematologySG
2005SGXYSGYb[TcX 3.3 37

372 nevelopmentGofGautologousG GlymphocytesGinGtwoGmalesGwithGéTlinkedGsevereGcombinedGimmuneG
deficiencydGmolecularGandGcellularGcharacterizationUGClinicalgImmunologySG2000SGc]SGZcT]W 9 37

371
niagnosisGofGimmunodeficiencyGcausedGbyGaGpurineGnucleosideGphosphorylaseGdefectGbyGusingG
tandemGmassGspectrometryGonGdriedGbloodGspotsUGJournalgofgAllergygandgClinicalgImmunologySG2014SG
XZ[SGX]]Tc

11.5 36

370 momparisonGofGkmericanGandGouropeanGpracticesGinGtheGmanagementGofGpatientsGwithGprimaryG
immunodeficienciesUGClinicalgandgExperimentalgImmunologySG2012SGX_cSG]aT_c 6.2 36

369
kdvancesGinGtheGunderstandingGofGcytokineGsignalGtransductiondGtheGroleGofGtaksGandG— k sGinG
immunoregulationGandGtheGpathogenesisGofGimmunodeficiencyUGJournalgofgClinicalgImmunologySG1997
SGXaSG[ZXT[a

5.7 36
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368 nistinctGinteractionsGofGtheGéTlinkedGlymphoproliferativeGsyndromeGgeneGproductG—kzGwithG
cytoplasmicGdomainsGofGmembersGofGtheGmnYGreceptorGfamilyUGClinicalgImmunologySG2001SGXWWSGX]TYZ 9 36

367
nevelopmentGofGkutologousSGyligoclonalSGzoorlyGpunctioningG GvymphocytesGinGaGzatientGWithG
kutosomalG–ecessiveG—evereGmombinedGsmmunodeficiencyGmausedGbyGnefectsGofGtheGtakZG yrosineG
uinaseUGBloodSG1998SGcXSGc[cTc]]

2.2 36

366
 heGspleenGinGtheGWiskottTkldrichGsyndromedGhistopathologicGabnormalitiesGofGtheGwhiteGpulpG
correlateGwithGtheGclinicalGphenotypeGofGtheGdiseaseUGAmericangJournalgofgSurgicalgPathologySG1999SG
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(2015-2007)
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134  heGmlinicalGandGqeneticG—pectrumGofGbYGzatientsGWithGneficiencyGsncludingGaGcUY]_ζY]adelkkG
pounderGVariantGinG—lavicGmountriesUGFrontiersgingImmunologySG2020SGXXSGcWW 8.4 6

133 sntronicG—rYnXkGmutationGwithGimpairedG—kzGexpressionGandGagammaglobulinemiaUGClinicalg
ImmunologySG2013SGX[_SGb[Tc 9 6

132 mellularGandGmolecularGpathogenesisGofGéTlinkedGlymphoproliferativeGdiseaseUGCurrentgOpinionging
AllergygandgClinicalgImmunologySG2001SGXSG]XZTa 3.3 6

131 zancreatitisGinGsystemicGlupusGerythematosusUGArthritisgandgRheumatismSG1983SGY_SGXXaZ 6

130 r—m GcorrectsGprimaryGimmunodeficiencyGandGimmuneGdysregulationGinGpatientsGwithGzywzTrelatedG
autoinflammatoryGdiseaseUGBloodSG2021SGXZbSGXbc_TXcWX 2.2 6

129  enGöearsGofGxewbornG—creeningGforG—evereGmombinedGsmmunodeficiencyGO—msnPGinGwassachusettsUG
JournalgofgAllergygandgClinicalgImmunology:gingPracticeSG2021SGcSGYW_WTYW_aUeY 5.4 6

128 zyvnXGneficiencyG–evealsGaG–oleGforGzyvnXGinGnxkG–epairGandG GandGlGmellGnevelopmentUGJournalg
ofgClinicalgImmunologySG2021SG[XSGYaWTYaZ 5.7 6

127 vostGinG ranslationdGvackGofGmn[GoxpressionGdueGtoGaGxovelGqeneticGnefectUGJournalgofgInfectiousg
DiseasesSG2021SGYYZSG_[]T_][ 7 6

126 —k–—TmoVTYG—pikeGzroteinTnirectedGwonoclonalGkntibodiesGwayGkmeliorateGmyVsnTXcG
momplicationsGinGkzomonGzatientsUGFrontiersgingImmunologySG2021SGXYSGaYWYW] 8.4 6

125  reatmentGofG–elapsingGrzVGniseasesGbyG–estoredGpunctionGofGxaturalGuillerGmellsUGNewgEnglandg
JournalgofgMedicineSG2021SGZb]SGcYXTcYc 59.2 6

124  emporalGnynamicsGofGkntiT ypeGXGsnterferonGkutoantibodiesGinGmyVsnTXcGzatientsUGClinicalg
InfectiousgDiseasesSG2021SG 11.6 6

123 —urveyGonGretransplantationGcriteriaGforGpatientsGwithGsevereGcombinedGimmunodeficiencyUGJournalg
ofgAllergygandgClinicalgImmunologySG2014SGXZZSG]caTc 11.5 5

122 niverseGkutoantibodyG–eactivityGinGmartilageTrairGrypoplasiaUGJournalgofgClinicalgImmunologySG2017SG
ZaSG]WbT]XW 5.7 5

121 xovelGsxrk GrepressorGOxs–PGisGrequiredGforGearlyGlymphocyteGdevelopmentUGProceedingsgofgtheg
NationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaSG2014SGXXXSGXZcZWT] 11.5 5

120 zrimaryGimmunodeficiencyGmodelingGwithGinducedGpluripotentGstemGcellsUGCurrentgOpiniongingAllergyg
andgClinicalgImmunologySG2011SGXXSG]W]TXX 3.3 5

119 sndicationsGforGhemopoieticGstemGcellGtransplantationUGImmunologygandgAllergygClinicsgofgNorthg
AmericaSG2010SGZWSGY_XTY 3.3 5

118 qenotypingGforGguidingGdrugGchoiceGinGhumanGimmunodeficiencyGvirusTinfectedGchildrenGfailingG
multipleGantiretroviralGtreatmentGregimensUGPediatricgInfectiousgDiseasegJournalSG2005SGY[SGa[aTc 3.4 5

117 tkuZTnopsmsox G—oVo–oGmywlsxonGswwUxynopsmsoxmöUGImmunologygandgAllergygClinicsgofgNorthg
AmericaSG2000SGYWSGcaTXXX 3.3 5
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116 WesternGblotGtechniqueGinGtheGserologicalGevaluationGofGthreeGvkVVr vVGsssTinfectedGstalianGfamiliesUG
InfectionSG1986SGX[SG_WTZ 5.8 5

115 ventiviralGrematopoieticG—temGmellGqeneG herapyGforGylderGzatientsGwithGéTvinkedG—evereG
mombinedGsmmunodeficiencyUGBloodSG2015SGXY_SGY_XTY_X 2.2 5

114 xfkbYGvariantsGrevealGaGpXWWTdegradationGthresholdGthatGdefinesGautoimmuneGsusceptibilityUG
JournalgofgExperimentalgMedicineSG2021SGYXbSG 16.6 5

113 qeneGoditingG–escuesGsnGvitroG GmellGnevelopmentGofG–kqYTneficientGsnducedGzluripotentG—temG
mellsGinGanGkrtificialG hymicGyrganoidG—ystemUGJournalgofgClinicalgImmunologySG2021SG[XSGb]YTb_Y 5.7 5

112 snfectionsGinGsnfantsGwithG—msndGssolationSGsnfectionG—creeningSGandGzrophylaxisGinGzsn mGmentersUG
JournalgofgClinicalgImmunologySG2021SG[XSGZbT]W 5.7 5

111 qutGwicrobiotaTrostGsnteractionsGinGsnbornGorrorsGofGsmmunityUGInternationalgJournalgofgMolecularg
SciencesSG2021SGYYSG 6.3 5

110 —evereGcombinedGimmunodeficienciesGofGtheGcommonGgammaTchainVtkuZGsignalingGpathwayUGIsraelg
MedicalgAssociationgJournalSG2002SG[SGXZXT] 0.9 5

109
qenotypeSGzhenotypeGandG GmellGmountsGatGyneGöearGzredictG—urvivalGandGvongG ermGsmmuneG
–econstitutionGafterG ransplantationGinG—evereGmombinedGsmmuneGneficiencyGO—msnPâ�� heGzrimaryG
smmuneGneficiencyG reatmentGmonsortiumGOzsn mPUGBiologygofgBloodgandgMarrowgTransplantationSG
2017SGYZSG—XZZT—XZ[

4.7 4

108 kGmutationGinGcaspaseTcGdecreasesGtheGexpressionGofGlkpp–GandGsmy—GinGpatientsGwithG
immunodeficiencyGandGlymphoproliferationUGGenesgandgImmunitySG2015SGX_SGX]XT_X 4.4 4

107 qeneticGvariationGinGschlafenGgenesGinGaGpatientGwithGaGrecapitulationGofGtheGmurineGolektraG
phenotypeUGJournalgofgAllergygandgClinicalgImmunologySG2014SGXZZSGX[_YT]SGX[_]UeXT] 11.5 4

106  ollTlikeGreceptorT[GgenotypeGinGchildrenGwithGrespiratoryGinfectionsUGAllergy:gEuropeangJournalgofg
AllergygandgClinicalgImmunologySG2004SG]cSGXWXbTc 9.3 4

105 offectGofGinterferonTalphaGtherapyGinGaGpatientGwithGcommonGvariableGimmunodeficiencyGandGchronicG
opsteinTlarrGvirusGinfectionUGPediatricgHematologygandgOncologySG1995SGXYSG[bcTcZ 1.7 4

104 zresentationGofGWiskottGkldrichGsyndromeGasGisolatedGthrombocytopeniaUGBloodSG1991SGaaSGXXY]T_ 2.2 4

103  heGimmunologicGfeaturesGofGpatientsGwithGearlyTonsetGandGpolyautoimmunityUGClinicalgImmunologySG
2020SGYXXSGXWbZY_ 9 4

102 ksymptomaticGsnfantGWithGktypicalG—msnGandGxovelGrypomorphicGVariantGsdentifiedGbyGxewbornG
—creeningdGkGniagnosticGandG reatmentGnilemmaUGFrontiersgingImmunologySG2020SGXXSGXc][ 8.4 4

101 kdvancesGinGclinicalGimmunologyGinGYWX]UGJournalgofgAllergygandgClinicalgImmunologySG2016SGXZbSGX]ZXTX][W11.5 4

100
snternationalG–etrospectiveG—tudyGofGkllogeneicGrematopoieticGmellG ransplantationGOrm PGforG
kctivatedGzhosphoinositideGZTuinaseGneltaGOzsZuPG—yndromeUGBiologygofgBloodgandgMarrowg
TransplantationSG2020SGY_SG—X[T—X]

4.7 4

99 sncreasedGproportionsGofG˛‡˛·G GlymphocytesGinGatypicalG—msnGassociateGwithGdiseaseGmanifestationsUG
ClinicalgImmunologySG2019SGYWXSGZWTZ[ 9 3

(2019-1986)
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98
zoorG GmellG–econstitutionGatGXWWGnaysGafterG GmellT–epleteGrematopoieticGmellG ransplantationG
Orm PGforG—msnGssGkssociatedGwithGvaterG–iskGofGneathGorGxeedGforGYndG ransplantGinGtheG_cWXG
zrospectiveG—tudyGofGtheGzidtcUGBiologygofgBloodgandgMarrowgTransplantationSG2016SGYYSG—XWXT—XWY

4.7 3

97
 heGxaturalGristoryGofGmhildrenGwithG—evereGmombinedGsmmunodeficiencyGniseaseGO—msnPdG heGpirstG
piftyGzatientsGofGtheGzrimaryGsmmuneGneficiencyG reatmentGmonsortiumGOzsn mPGzrospectiveG—tudyG
_cWXUGBiologygofgBloodgandgMarrowgTransplantationSG2013SGXcSG—X_XT—X_Y

4.7 3

96 madherinGXaGmutationGassociatedGwithGleakyGsevereGcombinedGimmuneGdeficiencyGisGcorrectedGbyG
r—m UGBloodgAdvancesSG2017SGXSGYWbZTYWba 7.8 3

95 snGWiskottTkldrichGsyndromeSGplateletGcountGmattersUGBloodSG2013SGXYXSGX[b[T] 2.2 3

94 nefectiveGandGexcessiveGimmunitiesGinGpediatricGdiseasesUGCurrentgPharmaceuticalgDesignSG2012SGXbSG]aYcTZ[3.3 3

93 knGexemplumGofGévkUGClinicalgImmunologySG2008SGXY_SGXZaTc 9 3

92  reatmentGofGimmunodeficiencydGlongTtermGoutcomeGandGqualityGofGlifeUGJournalgofgAllergygandg
ClinicalgImmunologySG2008SGXYYSGXW_]Tb 11.5 3

91 xaturalGkillerGlymphomaVleukemiadGanGuncommonGpediatricGcaseGwithGindolentGcourseUGLeukemiagandg
LymphomaSG2004SG[]SGX_baTc 1.9 3

90 marrierGdetectionGinGéTlinkedGadrenoleukodystrophyGbyGdeterminationGofGveryGlongGchainGfattyGacidG
levelsGandGbyGlinkageGanalysisUGEuropeangJournalgofgPediatricsSG1992SGX]XSGa_XTZ 4.1 3

89 onhancedG ransductionGventivectorGqeneG herapyGforG reatmentGofGylderGzatientsGwithGéTvinkedG
—evereGmombinedGsmmunodeficiencyUGBloodSG2019SGXZ[SG_WbT_Wb 2.2 3

88 VasculitisGasGaGwajorGworbidityGpactorGinGzatientsGWithGzartialG–kqGneficiencyUGFrontiersging
ImmunologySG2020SGXXSG]a[aZb 8.4 3

87 UpdatesGonGnewGmonogenicGinbornGerrorsGofGimmunityUGPediatricgAllergygandgImmunologySG2020SGZXG
—upplGY_SG]aT]c 4.2 3

86 –kqGdeficienciesdG–ecentGadvancesGinGdiseaseGpathogenesisGandGnovelGtherapeuticGapproachesUG
EuropeangJournalgofgImmunologySG2021SG]XSGXWYbTXWZb 6.1 3

85 —kewedG m–GklphaSGbutGnotGletaSGqeneG–earrangementsGandGvymphomaGkssociatedGwithGaG
zathogenicG –kmGVariantUGJournalgofgClinicalgImmunologySG2021SG[XSGXZc]TXZcc 5.7 3

84 knGappraisalGofGtheGWilsonGMGtungnerGcriteriaGinGtheGcontextGofGgenomicTbasedGnewbornGscreeningG
forGinbornGerrorsGofGimmunityUGJournalgofgAllergygandgClinicalgImmunologySG2021SGX[aSG[YbT[Zb 11.5 3

83 wultiTomicsGapproachGidentifiesGnovelGageTSGtimeTGandGtreatmentTrelatedGimmunopathologicalG
signaturesGinGws—TmGandGpediatricGmyVsnTXc 3

82 éTlinkedGlymphoproliferativeGdiseasedGtheGdarkGsideGofGYb[GfunctionUGAdvancesgingExperimentalg
MedicinegandgBiologySG2001SG[c]SG_ZTa 3.6 3

81 oxpansionGofGlargeGgranularGlymphocyteGsubsetsGinGWiskottTkldrichGsyndromeUGHaematologicaSG1995SG
bWSG]YXT] 6.6 3
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80  heGriskGofGmyVsnTXcGdeathGisGmuchGgreaterGandGageGdependentGwithGtypeGsGspxGautoantibodiesUUG
ProceedingsgofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaSG2022SGXXcSGeYYWW[XZXXc11.5 3

79
 ransplantationGyutcomesGforGmhildrenGwithG—evereGmombinedGsmmuneGneficiencyGO—msnPGraveG
smprovedGoverG imedGkGZ_TöearG—ummaryG–eportGlyGtheGzrimaryGsmmuneGneficiencyG reatmentG
monsortiumGOzsn mPUGBiologygofgBloodgandgMarrowgTransplantationSG2020SGY_SG—XbT—Xc

4.7 2

78 —evereGcombinedGimmuneGdeficiencyG2020SGX]ZTYW] 2

77 rzVdGmslXGisGforGoVo–GandGoVo–UGJournalgofgExperimentalgMedicineSG2018SGYX]SGYYYcTYYZX 16.6 2

76 vackGofGspecificG TGandGlTcellGclonalGexpansionsGinGmultipleGsclerosisGpatientsGwithGprogressiveG
multifocalGleukoencephalopathyUGScientificgReportsSG2019SGcSGX__W] 4.9 2

75 smmunodeficienciesG2017SGaW]TaYYUeY 2

74 morrectingGmqnGsafelySGiz—oGfactoUGBloodSG2011SGXXaSG]]][T_ 2.2 2

73 wutationsGofGtheG TcellGreceptorGconstantGregionGafterGinGuteroGstemGcellGtransplantationUG
ImmunogeneticsSG2004SG]_SGYX[Tc 3.2 2

72 kpplicationGofGmolecularGanalysisGtoGgeneticGcounselingGinGtheGWiskottTkldrichGsyndromeGOWk—PUG
DNAgandgCellgBiologySG1993SGXYSG_[]Tc 3.6 2

71
—omaticGqeneG herapyGforGéTvinkedG—evereGmombinedGsmmunodeficiencyGUsingGaG—elfTsnactivatingG
wodifiedGqammaretroviralGVectorG–esultsGinGknGsmprovedGzreclinicalG—afetyGzrofileGandGoarlyG
mlinicalGofficacyGinGaGrumanGzatientUGBloodSG2011SGXXbSGX_[TX_[

2.2 2

70 —uccessfulG herapyGofGaGzatientGwithGaGxovelG— k XGqainGofGpunctionGwutationGandGvifeT hreateningG
mytopeniasGwithGtanusGuinaseGsnhibitorG–uxolitinibUGBloodSG2015SGXY_SGZ[Z[TZ[Z[ 2.2 2

69 kutoantibodiesGnetectedGinGws—TmGzatientsGdueGtoGkdministrationGofGsntravenousGsmmunoglobulin 2

68 zhosphateG ransporterGzrofilesGinGwurineGandGrumanG hymiGsdentifyG hymocytesGatGnistinctG—tagesG
ofGnifferentiationUGFrontiersgingImmunologySG2020SGXXSGX]_Y 8.4 2

67 xodularGregenerativeGhyperplasiaGinGéTlinkedGagammaglobulinemiadGknGunderestimatedGandGsevereG
complicationUGJournalgofgAllergygandgClinicalgImmunologySG2021SG 11.5 2

66  hymicGopithelialGmellGklterationsGandGnefectiveG hymopoiesisGveadGtoGmentralGandGzeripheralG
 oleranceGzerturbationGinGwrmssGneficiencyUGFrontiersgingImmunologySG2021SGXYSG__cc[Z 8.4 2

65 priendlyGfiredGantiTcytokineGantibodiesGelicitedGbyGmicrobesUGNaturegMedicineSG2016SGYYSGcaZT] 50.5 2

64
snvasiveGandGkllergicGmomplicationsGnueGtoGkspergillusGfumigatusGinGkllogeneicGrematopoieticGmellG
 ransplantationGOrm PGzrimaryGsmmunodeficiencyGOzsnPGzatientsUGBiologygofgBloodgandgMarrowg
TransplantationSG2019SGY]SG—Z]_

4.7 2

63 –eductionGinGtheGrateGandGimprovementGinGtheGprognosisGofGmyVsnTXcGinGhaematologicalGpatientsG
overGtimeUGLeukemiaSG2021SGZ]SG_ZYT_Z[ 10.7 2

(2021-2022)
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62 kdultTynsetGwyopathyGinGaGzatientGwithGrypomorphicG–kqYGwutationsGandGmombinedGsmmuneG
neficiencyUGJournalgofgClinicalgImmunologySG2018SGZbSG_[YT_[] 5.7 2

61
zoorG TcellGreceptorG˛†GrepertoireGdiversityGearlyGposttransplantGforGsevereGcombinedG
immunodeficiencyGpredictsGfailureGofGimmuneGreconstitutionUGJournalgofgAllergygandgClinicalg
ImmunologySG2021SG

11.5 2

60 mongenitalGnisordersGofGvymphocyteGpunctionG2018SGaXWTaYZUeZ 1

59 promGxaturalGuillerGmellG–eceptorGniscoveryGtoGmharacterizationGofGxaturalGuillerGmellGnefectsGinG
zrimaryGsmmunodeficienciesUGFrontiersgingImmunologySG2019SGXWSGXa]a 8.4 1

58  ransplantGforGxowydGthisGandGmuchSGmuchGmoreUGBloodSG2017SGXZWSGXZcXTXZcZ 2.2 1

57 —evereGmombinedGsmmunodeficienciesG2014SGbaTX[X 1

56 promGsmmunodeficiencyGtoGkutoimmunityG2014SG[XT[c 1

55 kGgirlGwithGdiabetesGandGsevereGcombinedGimmunodeficiencyGfromGadenosineGdeaminaseGdeficiencyUG
JournalgofgPediatricgEndocrinologygandgMetabolismSG1997SGXWSG[Y]Tb 1.6 1

54 UreteralGobstructionGinGaGpatientGwithGchronicGgranulomatousGdiseaseSGreceivingGcombinedG
prophylaxisGwithGspxTgammaGandGantibioticsUGEuropeangJournalgofgPediatricsSG1998SGX]aSGZ]YTZ 4.1 1

53 qeneticsGandGtreatmentGofGprimaryGimmunodeficienciesUGsntroductionUGSeminarsgingImmunopathology
SG1998SGXcSGZ_ZTa 1

52 qeneGtherapyGsculptsGtheGboneUGBloodSG2007SGXWcSG]W_aT]W_b 2.2 1

51 wechanismsGofGprimaryGimmunodeficienciesdGfromGbedTsideGtoGbenchGandGbackUGDruggDiscoveryg
TodaygDiseasegMechanismsSG2004SGXSGZbZTZcW 1

50 zrenatalGdiagnosisGofGéTlinkedGhyperTsqwGsyndromeGbyGdirectGdetectionGofGmutationG~YYWéGinGtheG
mn[WvGgeneGusingGzm–TmediatedGsiteGdirectedGmutagenesisUGPrenatalgDiagnosisSG2000SGYWSGbYYTZ 3.2 1

49 zrimaryGimmunodeficienciesdGmilestonesGinGtheGhistoryGofGpediatricGimmunologyUGPediatricg
HematologygandgOncologySG1991SGbSGYWZTX[ 1.7 1

48  heGUseGofGsnducedGzluripotentG—temGmellsGtoG—tudyGtheGoffectsGofGkdenosineGneaminaseGneficiencyG
onGrumanGxeutrophilGnevelopmentUGFrontiersgingImmunologySG2021SGXYSGa[b]Xc 8.4 1

47
nevelopmentGofGkutologousSGyligoclonalSGzoorlyGpunctioningG GvymphocytesGinGaGzatientGWithG
kutosomalG–ecessiveG—evereGmombinedGsmmunodeficiencyGmausedGbyGnefectsGofGtheGtakZG yrosineG
uinaseUGBloodSG1998SGcXSGc[cTc]]

2.2 1

46 mombinedG TGandGlTmellGsmmunodeficienciesG2017SGbZTXbY 1

45  argetedGpharmacologicGimmunomodulationGforGinbornGerrorsGofGimmunityUGBritishgJournalgofg
ClinicalgPharmacologySG2020SG 3.8 1
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44 m–s—z–TtargetedGwkq XGinsertionGrestoresGéwoxGpatientGhematopoieticGstemGcellsGandG
lymphocytesUGBloodSG2021SG 2.2 1

43 xovelGmompoundGreterozygousGwutationsGinGαkzaWGveadingGtoGaG—msnGzhenotypeGwithGxormalG
nownstreamGsnGvitroG—ignalingUGJournalgofgClinicalgImmunologySG2021SG[XSG[aWT[aY 5.7 1

42 mompleteGkbsenceGofGmnZ˛‡GzroteinGoxpressionGssG–esponsibleGforGmombinedGsmmunodeficiencyG
withGkutoimmunityG–atherGthanG—msnUGJournalgofgClinicalgImmunologySG2021SG[XSG[bYT[b] 5.7 1

41 snfectiousGmomplicationsGzredictGzrematureGmnbG TcellG—enescenceGinGmn[WGvigandTneficientG
zatientsUGJournalgofgClinicalgImmunologySG2021SG[XSGac]TbW_ 5.7 1

40 spx˛‡–XGdeficiencyGpresentingGwithGvisceralGleishmaniasisGandGwycobacteriumGkviumGinfectionsG
mimickingGrvrUGPediatricgAllergygandgImmunologySG2021SG 4.2 1

39 –esponseGtoGmommentsGonGIkberrantGtypeGXGimmunityGdrivesGsusceptibilityGtoGmucosalGfungalG
infectionsIUGScienceSG2021SGZaZSGeabibbZ] 33.3 1

38 zrimaryGimmuneGdeficienciesGunravelGtheGmolecularGbasisGofGimmuneGresponseUGReviewsgingClinicalg
andgExperimentalgHematologySG2003SGaSGb[TXXX 1

37 kutoantibodiesGkgainstGzroteinsGzreviouslyGkssociatedGWithGkutoimmunityGinGkdultGandGzediatricG
zatientsGWithGmyVsnTXcGandGmhildrenGWithGws—TmUUGFrontiersgingImmunologySG2022SGXZSGb[XXY_ 8.4 1

36 rumanGy UvsxGhaploinsufficiencyGimpairsGcellTintrinsicGimmunityGtoGstaphylococcalG˛–TtoxinUUGScience
SG2022SGeabm_ZbW 33.3 1

35 mongenitalGandGacquiredGdefectsGofGimmunitydGknGeverTevolvingGstoryUUGPediatricgAllergygandg
ImmunologySG2022SGZZG—upplGYaSG_XT_[ 4.2 0

34 —k–—TmoVTYGinfectionGinGdialysisGandGkidneyGtransplantGpatientsdGimmunologicalGandGserologicalG
responseUUGJournalgofgNephrologySG2022SGX 4.8 0

33 ypinionGandG—pecialGkrticlesdGmerebellarGktaxiaGandGviverGpailureGmomplicatingGszoéG—yndromeUG
NeurologySG2021SGc_SGec]_Tec]c 6.5 0

32 maseG–eportdG—evereG–habdomyolysisGandGwultiorganGpailureGkfterGmhkdyxXGnmoVTXcGVaccinationUUG
FrontiersgingImmunologySG2022SGXZSGb[][c_ 8.4 0

31 ovidenceGofG—k–—TmoVTYT—pecificG TmellTwediatedGwyocarditisGinGaGws—TkGmaseUUGFrontiersging
ImmunologySG2021SGXYSGaacWY_ 8.4 0

30 qranulocyteG ransfusionsGinGzatientsGwithGmhronicGqranulomatousGniseaseGUndergoingG
rematopoieticGmellG ransplantationGorGqeneG herapyUUGJournalgofgClinicalgImmunologySG2022SGX 5.7 0

29  GmellGsmmunodeficienciesG2016SGbWTbcUe[

28 rematopoieticG—temGmellG herapyG2016SGX]YTX]cUeZ

27 —patiotemporalGqradientGofGmorticalGxeuronGneathGmontributesGtoGwicrocephalyGinGunockTsnGwouseG
wodelGofGvigaseG[G—yndromeUGAmericangJournalgofgPathologySG2019SGXbcSGY[[WTY[[c 5.8

(2019-2021)
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26 qenerationGofGhumanGinducedGpluripotentGstemGcellGlinesGfromGpatientsGwithGselectiveGsgkG
deficiencyUGStemgCellgResearchSG2019SG[XSGXWX_XZ 1.6

25 kXXcdGneepG—equencingGknalysisGofGtheG G–egulatoryGandG GoffectorG–epertoireGinGtuvenileG
sdiopathicGkrthritisUGArthritisgandgRheumatologySG2014SG__SG—X]_T—X]_ 9.5

24 smmunodeficiencyGnisordersG2013SGXTZW

23 smmunodeficiencyGnisordersG2014SG

22  GmellGsmmunodeficienciesG2010SGcbTXWc

21 –eplyGtoGxarraUGJournalgofgAllergygandgClinicalgImmunologySG2009SGXYZSGX[XcTX[YW 11.5

20 mombinedGimmunodeficiencyGphenotypeGassociatedGwithGinappropriateGspontaneousGandG
activationTinducedGapoptosisUGClinicalgandgExperimentalgImmunologySG1997SGXWbSG[b[Tc 6.2

19 zolymorphonuclearGfunctionGandGrespiratoryGsyncytialGvirusGinfectionsGinGchildrenUGInfectionSG1983SG
XXSGYZYTZ 5.8

18 kllogeneicGrematopoieticG—temTmellG ransplantationGinGzatientsGwithGqk kGYGneficiencydGsnfluenceG
ofGnonorG—temGmellG—ourceGandGzostT ransplantationGmyclophosphamideUGBloodSG2020SGXZ_SGZaTZb 2.2

17 smpairedG—arsTmovTYG—pecificGkntibodyG–esponsesGinGzatientsG reatedGwithGkntiTmnYWGkntibodiesUG
BloodSG2020SGXZ_SG[aT[b 2.2

16 vongitudinalG—erologicalG–esponseGtoG—arsTmyVTYGinGzatientsGkffectedGlyGrematologicGniseasesUG
BloodSG2020SGXZ_SG[T[ 2.2

15 takZGandGtheGzathogenesisGofG—evereGmombinedGsmmunodeficiencyG2003SG_YZT_Z_

14 xovelGwuncXZT[GwutationsGinGzatientsGwithGremophagocyticGvymphohistiocytosisUUGBloodSG2005SG
XW_SGYbWaTYbWa 2.2

13 wUxmXZâ��[GwutationsGinGzatientsGwithGremophagocyticGvymphohistiocytosisGkreG—catteredGoverG
theGpunctionalGnomainsGofGtheGzroteinUUGBloodSG2006SGXWbSGXY[cTXY[c 2.2

12 —temGcellGtransplantationGandGimmuneGreconstitutionGinGimmunodeficiencyG2008SGXYZaTXY]X
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