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m Paper IF Citations

231 yargeUscaleGdiscoveryGofGnovelGgeneticGcausesGofGdevelopmentalGdisordersVGNatureTG2015TGbYfTGZZ3Ue 50.4 706

230 zutationsGinGtheGgeneGencodingGtheG3NUbNGq–nGexonucleaseGTδrXYGcauseGnicardiUtoutiˆ¤resG
syndromeGatGtheGntSYGlocusVGNaturebGeneticsTG2006TG3eTGfYdUZX 36.3 633

229 uvVUYGrestrictionGfactorGSnzuqYGisGaGdeoxynucleosideGtriphosphateGtriphosphohydrolaseVGNatureTG
2011TGaeXTG3dfUeZ 50.4 578

228 zutationsGinGnqnδYGcauseGnicardiUtoutiˆ¤resGsyndromeGassociatedGwithGaGtypeGvGinterferonG
signatureVGNaturebGeneticsTG2012TGaaTGYZa3Ue 36.3 521

227 vnternationalGUnionGofGvmmunologicalGSocietiesgGZXYdGαrimaryGvmmunodeficiencyGqiseasesG
pommitteeGδeportGonGvnbornGrrrorsGofGvmmunityVGJournalbofbClinicalbImmunologyTG2018TG3eTGfcUYZe 5.7 510

226 zutationsGinvolvedGinGnicardiUtoutiˆ¤resGsyndromeGimplicateGSnzuqYGasGregulatorGofGtheGinnateG
immuneGresponseVGNaturebGeneticsTG2009TGaYTGeZfU3Z 36.3 507

225 zutationsGinGgenesGencodingGribonucleaseGuZGsubunitsGcauseGnicardiUtoutiˆ¤resGsyndromeGandG
mimicGcongenitalGviralGbrainGinfectionVGNaturebGeneticsTG2006TG3eTGfYXUc 36.3 505

224 nicardiUtoutiˆ¤resGsyndromeGandGtheGtypeGvGinterferonopathiesVGNaturebReviewsbImmunologyTG2015TG
YbTGaZfUaX 36.5 493

223 nSαzGisGaGmajorGdeterminantGofGcerebralGcorticalGsizeVGNaturebGeneticsTG2002TG3ZTG3YcUZX 36.3 472

222 vdentificationGofGmicrocephalinTGaGproteinGimplicatedGinGdeterminingGtheGsizeGofGtheGhumanGbrainVG
AmericanbJournalbofbHumanbGeneticsTG2002TGdYTGY3cUaZ 11 455

221 TheGspectrumGofGSp–YnUrelatedGinfantileGepilepticGencephalopathiesVGBrainTG2007TGY3XTGea3UbZ 11.2 423

220 tainUofUfunctionGmutationsGinGvsvuYGcauseGaGspectrumGofGhumanGdiseaseGphenotypesGassociatedGwithG
upregulatedGtypeGvGinterferonGsignalingVGNaturebGeneticsTG2014TGacTGbX3UbXf 36.3 376

219 TheGZXYdGvUvSGαhenotypicGplassificationGforGαrimaryGvmmunodeficienciesVGJournalbofbClinicalb
ImmunologyTG2018TG3eTGYZfUYa3 5.7 345

218 zutationsGinGtheGpericentrinGOαp–TPGgeneGcauseGprimordialGdwarfismVGScienceTG2008TG3YfTGeYcUf 33.3 325

217
pharacterizationGofGhumanGdiseaseGphenotypesGassociatedGwithGmutationsGinGTδrXYTGδ–nSruZnTG
δ–nSruZoTGδ–nSruZpTGSnzuqYTGnqnδTGandGvsvuYVGAmericanbJournalbofbMedicalbGeneticsobPartbATG
2015TGYcdnTGZfcU3YZ

2.5 321

216 uumanGintracellularGvStYbGpreventsGinterferonU˛–W˛†GoverUamplificationGandGautoUinflammationVG
NatureTG2015TGbYdTGefUf3 50.4 311

215 plinicalGandGmolecularGphenotypeGofGnicardiUtoutieresGsyndromeVGAmericanbJournalbofbHumanb
GeneticsTG2007TGeYTGdY3UZb 11 310
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214 vnheritedGSTv–tUactivatingGmutationGunderliesGaGfamilialGinflammatoryGsyndromeGwithGlupusUlikeG
manifestationsVGJournalbofbClinicalbInvestigationTG2014TGYZaTGbbYcUZX 15.9 294

213 ueterozygousGmutationsGinGTδrXYGcauseGfamilialGchilblainGlupusGandGdominantGnicardiUtoutieresG
syndromeVGAmericanbJournalbofbHumanbGeneticsTG2007TGeXTGeYYUb 11 286

212 zutationsGinGtheGtransmembraneGnatriureticGpeptideGreceptorG–αδUoGimpairGskeletalGgrowthGandG
causeGacromesomelicGdysplasiaTGtypeGzaroteauxVGAmericanbJournalbofbHumanbGeneticsTG2004TGdbTGZdU3a 11 279

211
nssessmentGofGinterferonUrelatedGbiomarkersGinGnicardiUtoutiˆ¤resGsyndromeGassociatedGwithG
mutationsGinGTδrXYTGδ–nSruZnTGδ–nSruZoTGδ–nSruZpTGSnzuqYTGandGnqnδgGaGcaseUcontrolGstudyVG
LancetbNeurologyobTheTG2013TGYZTGYYbfUcf

24.1 267

210 SnzuqYGrestrictsGuvVUYGreverseGtranscriptionGinGquiescentGpqaOSPGTUcellsVGRetrovirologyTG2012TGfTGed 3.6 254

209 TypeGvGinterferonopathiesgGaGnovelGsetGofGinbornGerrorsGofGimmunityVGAnnalsbofbthebNewbYorkb
AcademybofbSciencesTG2011TGYZ3eTGfYUe 6.5 252

208 TypeGvGinterferonUmediatedGmonogenicGautoinflammationgGTheGtypeGvGinterferonopathiesTGaG
conceptualGoverviewVGJournalbofbExperimentalbMedicineTG2016TGZY3TGZbZdUZb3e 16.6 243

207 nicardiUtoutieresGsyndromeGandGrelatedGphenotypesgGlinkingGnucleicGacidGmetabolismGwithG
autoimmunityVGHumanbMolecularbGeneticsTG2009TGYeTGδY3XUc 5.6 230

206 zitochondrialGdoubleUstrandedGδ–nGtriggersGantiviralGsignallingGinGhumansVGNatureTG2018TGbcXTGZ3eUZaZ 50.4 211

205 plinicalGdelineationGandGnaturalGhistoryGofGtheGαvx3pnUrelatedGovergrowthGspectrumVGAmericanb
JournalbofbMedicalbGeneticsobPartbATG2014TGYcanTGYdY3U33 2.5 198

204
vnfectionUtriggeredGfamilialGorGrecurrentGcasesGofGacuteGnecrotizingGencephalopathyGcausedGbyG
mutationsGinGaGcomponentGofGtheGnuclearGporeTGδn–oαZVGAmericanbJournalbofbHumanbGeneticsTG2009TG
eaTGaaUbY

11 196

203 qetectionGofGinterferonGalphaGproteinGrevealsGdifferentialGlevelsGandGcellularGsourcesGinGdiseaseVG
JournalbofbExperimentalbMedicineTG2017TGZYaTGYbadUYbbb 16.6 192

202 zutationsGinGpTpYTGencodingGconservedGtelomereGmaintenanceGcomponentGYTGcauseGpoatsGplusVG
NaturebGeneticsTG2012TGaaTG33eUaZ 36.3 186

201 tδ–nGsplicingGendonucleaseGmutationsGcauseGpontocerebellarGhypoplasiaVGNaturebGeneticsTG2008TGaXTGYYY3Ue36.3 177

200 TartrateUresistantGacidGphosphataseGdeficiencyGcausesGaGboneGdysplasiaGwithGautoimmunityGandGaG
typeGvGinterferonGexpressionGsignatureVGNaturebGeneticsTG2011TGa3TGYZdU3Y 36.3 173

199 nqnzTSyZGmutationsGinGgeleophysicGdysplasiaGdemonstrateGaGroleGforGnqnzTSUlikeGproteinsGinG
TtsUbetaGbioavailabilityGregulationVGNaturebGeneticsTG2008TGaXTGYYYfUZ3 36.3 172

198 zodelingGofGTδrXYUqependentGnutoimmuneGqiseaseGusingGuumanGStemGpellsGuighlightsGyYG
nccumulationGasGaGSourceGofG–euroinflammationVGCellbStembCellTG2017TGZYTG3YfU33YVee 18 158

197 uumanGUSαYeGdeficiencyGunderliesGtypeGYGinterferonopathyGleadingGtoGsevereGpseudoUTèδpuG
syndromeVGJournalbofbExperimentalbMedicineTG2016TGZY3TGYYc3Uda 16.6 154

(2016-2014)
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196 SnzuqYGisGmutatedGrecurrentlyGinGchronicGlymphocyticGleukemiaGandGisGinvolvedGinGresponseGtoGq–nG
damageVGBloodTG2014TGYZ3TGYXZYU3Y 2.2 154

195 orownUVialettoUVanGyaereGsyndromeTGaGpontoUbulbarGpalsyGwithGdeafnessTGisGcausedGbyGmutationsGinG
cZXorfbaVGAmericanbJournalbofbHumanbGeneticsTG2010TGecTGaebUf 11 139

194 nGspecificGvsvuYGgainUofUfunctionGmutationGcausesGSingletonUzertenGsyndromeVGAmericanbJournalbofb
HumanbGeneticsTG2015TGfcTGZdbUeZ 11 134

193 zutationGofGtheGvariantGalphaUtubulinGTUoneGresultsGinGpolymicrogyriaGwithGopticGnerveGhypoplasiaVG
AmericanbJournalbofbHumanbGeneticsTG2009TGebTGd3dUaa 11 132

192 TheGSxvVZyGδ–nGexosomeGlimitsGactivationGofGtheGδvtUvUlikeGreceptorsVGNaturebImmunologyTG2014TGYbTGe3fUab19.1 131

191 TypeGvGinterferonopathiesgGmendelianGtypeGvGinterferonGupUregulationVGCurrentbOpinionbinb
ImmunologyTG2015TG3ZTGdUYZ 7.8 128

190 zutationsGinGαvrZèZGcauseGtordonGsyndromeTGzardenUWalkerGsyndromeTGandGdistalGarthrogryposisG
typeGbVGAmericanbJournalbofbHumanbGeneticsTG2014TGfaTGd3aUaa 11 124

189 αroteinGkinaseGc˛·GdeficiencyGcausesGmendelianGsystemicGlupusGerythematosusGwithGoGcellUdefectiveG
apoptosisGandGhyperproliferationVGArthritisbandbRheumatismTG2013TGcbTGZYcYUdY 119

188 SnzuqYUdependentGretroviralGcontrolGandGescapeGinGmiceVGEMBObJournalTG2013TG3ZTGZabaUcZ 13 116

187 nicardiUtoutiˆ¤resGsyndromegGanGimportantGzendelianGmimicGofGcongenitalGinfectionVGDevelopmentalb
MedicinebandbChildbNeurologyTG2008TGbXTGaYXUc 3.3 115

186 uowGgeneticallyGheterogeneousGisGxabukiGsyndromelgGzyyZGtestingGinGYYcGpatientsTGreviewGandG
analysesGofGmutationGandGphenotypicGspectrumVGEuropeanbJournalbofbHumanbGeneticsTG2012TGZXTG3eYUe 5.3 113

185 vntracranialGcalcificationGinGchildhoodgGaGreviewGofGaetiologiesGandGrecognizableGphenotypesVG
DevelopmentalbMedicinebandbChildbNeurologyTG2014TGbcTGcYZUZc 3.3 111

184 TypeGvGinterferonUmediatedGautoinflammationGdueGtoGq–aseGvvGdeficiencyVGNaturebCommunicationsTG
2017TGeTGZYdc 17.4 111

183 uumanGdiseaseGphenotypesGassociatedGwithGmutationsGinGTδrXYVGJournalbofbClinicalbImmunologyTG
2015TG3bTGZ3bUa3 5.7 108

182 uistoneGyysineGzethylasesGandGqemethylasesGinGtheGyandscapeGofGuumanGqevelopmentalG
qisordersVGAmericanbJournalbofbHumanbGeneticsTG2018TGYXZTGYdbUYed 11 108

181 qiseaseUassociatedGmutationsGidentifyGaGnovelGregionGinGhumanGSTv–tGnecessaryGforGtheGcontrolGofG
typeGvGinterferonGsignalingVGJournalbofbAllergybandbClinicalbImmunologyTG2017TGYaXTGba3UbbZVeb 11.5 103

180 SnzuqYGisGaGnucleicUacidGbindingGproteinGthatGisGmislocalizedGdueGtoGaicardiUgoutiˆ¤resG
syndromeUassociatedGmutationsVGHumanbMutationTG2012TG33TGYYYcUZZ 4.7 103

179 plinicalGandGmutationalGspectrumGofGzowatUWilsonGsyndromeVGEuropeanbJournalbofbMedicalbGeneticsTG
2005TGaeTGfdUYYY 2.6 103
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178 zutationsGinGtheGpalmitoylUproteinGthioesteraseGgeneGOααThGpy–YPGcausingGjuvenileGneuronalGceroidG
lipofuscinosisGwithGgranularGosmiophilicGdepositsVGHumanbMolecularbGeneticsTG1998TGdTGZfYUd 5.6 102

177 yifeUthreateningGinfluenzaGpneumonitisGinGaGchildGwithGinheritedGvδsfGdeficiencyVGJournalbofb
ExperimentalbMedicineTG2018TGZYbTGZbcdUZbeb 16.6 98

176
δecessiveGmutationsGinGtheGgeneGencodingGtheGtightGjunctionGproteinGoccludinGcauseGbandUlikeG
calcificationGwithGsimplifiedGgyrationGandGpolymicrogyriaVGAmericanbJournalbofbHumanbGeneticsTG2010TG
edTG3baUca

11 98

175 ntypicalGprogeroidGsyndromeGdueGtoGheterozygousGmissenseGyz–nGmutationsVGJournalbofbClinicalb
EndocrinologybandbMetabolismTG2009TGfaTGafdYUe3 5.6 95

174 nssessmentGofGTypeGvGvnterferonGSignalingGinGαediatricGvnflammatoryGqiseaseVGJournalbofbClinicalb
ImmunologyTG2017TG3dTGYZ3UY3Z 5.7 94

173 nGfifthGlocusGforGprimaryGautosomalGrecessiveGmicrocephalyGmapsGtoGchromosomeGYq3YVGAmericanb
JournalbofbHumanbGeneticsTG2000TGcdTGYbdeUeX 11 91

172 nGtypeGvGinterferonGsignatureGidentifiesGbilateralGstriatalGnecrosisGdueGtoGmutationsGinGnqnδYVG
JournalbofbMedicalbGeneticsTG2014TGbYTGdcUeZ 5.8 85

171 vnflammatoryGprofilesGacrossGtheGspectrumGofGdiseaseGrevealGaGdistinctGroleGforGtzUpSsGinGsevereG
pèVvqUYfVGSciencebImmunologyTG2021TGcTG 28 82

170 –eurologicGαhenotypesGnssociatedGwithGzutationsGinGTδrXYTGδ–nSruZnTGδ–nSruZoTGδ–nSruZpTG
SnzuqYTGnqnδYTGandGvsvuYgGnicardiUtoutiˆ¤resGSyndromeGandGoeyondVGNeuropediatricsTG2016TGadTG3bbU3cX 1.6 81

169 nutosomalGdominantGinheritanceGofGaGheterozygousGmutationGinGSnzuqYGcausingGfamilialGchilblainG
lupusVGAmericanbJournalbofbMedicalbGeneticsobPartbATG2011TGYbbnTGZ3bUd 2.5 81

168 vntracerebralGlargeGarteryGdiseaseGinGnicardiUtoutiˆ¤resGsyndromeGimplicatesGSnzuqYGinGvascularG
homeostasisVGDevelopmentalbMedicinebandbChildbNeurologyTG2010TGbZTGdZbU3Z 3.3 80

167 αreexistingGautoantibodiesGtoGtypeGvGvs–sGunderlieGcriticalGpèVvqUYfGpneumoniaGinGpatientsGwithG
nαSUYVGJournalbofbExperimentalbMedicineTG2021TGZYeTG 16.6 79

166 αhenotypicGvariationGinGfamilialGchilblainGlupusGOspyPGandGnicardiUtoutiˆ¤resGsyndromeGOntSPG
associatedGwithGTδrXYGmutationGinGaGfamilyGmembersVGPediatricbRheumatologyTG2011TGfTG 3.5 78

165 zutationsGinGS–èδqYYeGcauseGtheGcerebralGmicroangiopathyGleukoencephalopathyGwithG
calcificationsGandGcystsVGNaturebGeneticsTG2016TGaeTGYYebUfZ 36.3 74

164 SelfUnwarenessgG–ucleicGncidUqrivenGvnflammationGandGtheGTypeGvGvnterferonopathiesVGAnnualb
ReviewbofbImmunologyTG2019TG3dTGZadUZcd 34.7 73

163 StimulatorGofGvnterferonGtenesUnssociatedGVasculopathyGWithGènsetGinGvnfancygGnGzimicGofG
phildhoodGtranulomatosisGWithGαolyangiitisVGJAMAbDermatologyTG2015TGYbYTGedZUd 5.1 72

162 qegosGdiseasegGaGpbbUfWinterferonU˛–UmediatedGendotheliopathyGsyndromeVGAmericanbJournalbofb
ClinicalbPathologyTG2011TGY3bTGbffUcYX 1.9 71

161 perebroretinalGmicroangiopathyGwithGcalcificationsGandGcystsGOpδzppPVGAmericanbJournalbofbMedicalb
GeneticsobPartbATG2008TGYacnTGYeZUfX 2.5 70

(2008-1998)
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160 nicardiUtoutiˆ¤resGsyndromeGdisplaysGgeneticGheterogeneityGwithGoneGlocusGOntSYPGonGchromosomeG
3pZYVGAmericanbJournalbofbHumanbGeneticsTG2000TGcdTGZY3UZY 11 70

159 vdentificationGandGcharacterizationGofGanGinbornGerrorGofGmetabolismGcausedGbyGdihydrofolateG
reductaseGdeficiencyVGAmericanbJournalbofbHumanbGeneticsTG2011TGeeTGZYcUZb 11 68

158 epZ3VYGduplicationGsyndromehGaGnovelGgenomicGconditionGwithGunexpectedGcomplexityGrevealedGbyG
arrayGptuVGEuropeanbJournalbofbHumanbGeneticsTG2008TGYcTGYeUZd 5.3 66

157
poatsNGplusgGaGprogressiveGfamilialGsyndromeGofGbilateralGpoatsNGdiseaseTGcharacteristicGcerebralG
calcificationTGleukoencephalopathyTGslowGpreUGandGpostUnatalGlinearGgrowthGandGdefectsGofGboneG
marrowGandGintegumentVGNeuropediatricsTG2004TG3bTGYXUf

1.6 66

156 zutationsGinGprpδYGassociatedGwithGaGneutrophilGsignatureGinGperipheralGbloodVGPediatricb
RheumatologyTG2014TGYZTGaa 3.5 63

155 SevereGchildhoodGSznGandGaxonalGpzTGdueGtoGanticodonGbindingGdomainGmutationsGinGtheGtnδSG
geneVGNeurologyTG2006TGcdTGYdYXUZ 6.5 62

154 samilialGnicardiUtoutiˆ¤resGsyndromeGdueGtoGSnzuqYGmutationsGisGassociatedGwithGchronicG
arthropathyGandGcontracturesVGAmericanbJournalbofbMedicalbGeneticsobPartbATG2010TGYbZnTGf3eUaZ 2.5 61

153 δeverseUTranscriptaseGvnhibitorsGinGtheGnicardiâ��toutiˆ¤resGSyndromeVGNewbEnglandbJournalbofb
MedicineTG2018TG3dfTGZZdbUd 59.2 61

152 TherapiesGinGnicardiUtoutiˆ¤resGsyndromeVGClinicalbandbExperimentalbImmunologyTG2014TGYdbTGYUe 6.2 60

151 nicardiUtoutieresGsyndromegGneuroradiologicGfindingsGandGfollowUupVGAmericanbJournalbofb
NeuroradiologyTG2009TG3XTGYfdYUc 4.4 59

150 trossGrearrangementsGofGtheGzrpαZGgeneGareGfoundGinGbothGclassicalGandGatypicalGδettGsyndromeG
patientsVGJournalbofbMedicalbGeneticsTG2006TGa3TGabYUc 5.8 58

149 nicardiUtoutiˆ¤resGsyndromeVGHandbookbofbClinicalbNeurologybsbEditedbBybPbJbVinkenbandbGbWbBruynTG
2013TGYY3TGYcZfU3b 3 55

148 UpdateGandGzutationalGnnalysisGofGSypZXnZgGnGzajorGpauseGofGαrimaryGsamilialGorainGpalcificationVG
HumanbMutationTG2015TG3cTGaefUfb 4.7 54

147 qelineationGofGlateGonsetGhypoventilationGassociatedGwithGhypothalamicGdysfunctionGsyndromeVG
PediatricbResearchTG2008TGcaTGcefUfa 3.2 54

146 δecognizableGphenotypesGassociatedGwithGintracranialGcalcificationVGDevelopmentalbMedicinebandb
ChildbNeurologyTG2013TGbbTGacUbd 3.3 53

145 zutationsGinGnqnδYTGvsvuYTGandGδ–nSruZoGpresentingGasGspasticGparaplegiaVGNeuropediatricsTG2014TG
abTG3ecUf3 1.6 53

144 αδxqpGmutationsGassociatedGwithGimmunodeficiencyTGgranulomaTGandGautoimmuneG
regulatorUdependentGautoimmunityVGJournalbofbAllergybandbClinicalbImmunologyTG2015TGY3bTGYbdeUeeVeb 11.5 52

143 δeducedGpenetranceGallelesGforGuuntingtonNsGdiseasegGaGmultiUcentreGdirectGobservationalGstudyVG
JournalbofbMedicalbGeneticsTG2007TGaaTGece 5.8 52
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142 ctnSUmediatedGinductionGofGtypeGvGinterferonGdueGtoGinbornGerrorsGofGhistoneGpreUmδ–nGprocessingVG
NaturebGeneticsTG2020TGbZTGY3caUY3dZ 36.3 52

141 oloomGsyndromeGproteinGrestrainsGinnateGimmuneGsensingGofGmicronucleiGbyGctnSVGJournalbofb
ExperimentalbMedicineTG2019TGZYcTGYYffUYZY3 16.6 51

140 nGαèTYGmutationGimplicatesGdefectiveGtelomereGendGfillUinGandGtelomereGtruncationsGinGpoatsGplusVG
GenesbandbDevelopmentTG2016TG3XTGeYZUZc 12.6 50

139 SpondyloenchondrodysplasiaGqueGtoGzutationsGinGnpαbgGnGpomprehensiveGSurveyVGJournalbofb
ClinicalbImmunologyTG2016TG3cTGZZXU3a 5.7 48

138 zutationsGinGpèαnGleadGtoGabnormalGtraffickingGofGSTv–tGtoGtheGtolgiGandGinterferonGsignalingVG
JournalbofbExperimentalbMedicineTG2020TGZYdTG 16.6 47

137 teneticGsyndromesGmimicGcongenitalGinfectionsVGJournalbofbPediatricsTG2005TGYacTGdXYUb 3.6 46

136 –euroradiologicGpatternsGandGnovelGimagingGfindingsGinGnicardiUtoutiˆ¤resGsyndromeVGNeurologyTG
2016TGecTGZeU3b 6.5 44

135 SevereGcombinedGimmunodeficiencyGinGstimulatorGofGinterferonGgenesGOSTv–tPGVYbazWwildUtypeG
miceVGJournalbofbAllergybandbClinicalbImmunologyTG2019TGYa3TGdYZUdZbVeb 11.5 44

134 αaediatricGstrokegGgeneticGinsightsGintoGdiseaseGmechanismsGandGtreatmentGtargetsVGLancetb
NeurologyobTheTG2011TGYXTGZcaUda 24.1 42

133 oandUlikeGintracranialGcalcificationGwithGsimplifiedGgyrationGandGpolymicrogyriagGaGdistinctG
IpseudoUTèδpuIGphenotypeVGAmericanbJournalbofbMedicalbGeneticsobPartbATG2008TGYacnTG3Yd3UeX 2.5 42

132 nnGopenUlabelGtrialGofGwnxGYWZGblockadeGinGprogressiveGUassociatedGneuroinflammationVGNeurologyTG
2018TGfXTGZefUZfY 6.5 41

131 surtherGdelineationGofGtheGphenotypeGofGsevereGcongenitalGneutropeniaGtypeGaGdueGtoGmutationsGinG
tcαp3VGEuropeanbJournalbofbHumanbGeneticsTG2011TGYfTGYeUZZ 5.3 40

130 zutationsGinGzsSqeWpy–dGareGaGfrequentGcauseGofGvariantUlateGinfantileGneuronalGceroidG
lipofuscinosisVGHumanbMutationTG2009TG3XTGrb3XUaX 4.7 40

129 zosaicGstructuralGvariationGinGchildrenGwithGdevelopmentalGdisordersVGHumanbMolecularbGeneticsTG
2015TGZaTGZd33Uab 5.6 39

128 putaneousGhistopathologicalGfindingsGofGnicardiUtoutiˆ¤resGsyndromeTGoverlapGwithGchilblainGlupusVG
JournalbofbCutaneousbPathologyTG2008TG3bTGddaUe 1.7 39

127 orownUVialettoUVanGyaereGsyndromehGvariabilityGinGageGatGonsetGandGdiseaseGprogressionG
highlightingGtheGphenotypicGoverlapGwithGsazioUyondeGdiseaseVGBrainbandbDevelopmentTG2005TGZdTGaa3Uc 2.2 38

126 SevereGtypeGvGinterferonopathyGandGunrestrainedGinterferonGsignalingGdueGtoGaGhomozygousG
germlineGmutationGinVGSciencebImmunologyTG2019TGaTG 28 38

125 nGchildGwithGsevereGjuvenileGdermatomyositisGtreatedGwithGruxolitinibVGBrainTG2018TGYaYTGeeX 11.2 37

(2018-2020)
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124 teneticTGαhenotypicTGandGvnterferonGoiomarkerGStatusGinGnqnδYUδelatedG–eurologicalGqiseaseVG
NeuropediatricsTG2017TGaeTGYccUYea 1.6 35

123 VariableGphenotypeGincludingGyeighGsyndromeGwithGaGfYebTkpGmutationGinGtheGzTnTαcGgeneVG
NeuropediatricsTG2007TG3eTG3Y3Uc 1.6 35

122
nGfurtherGexampleGofGaGdistinctiveGautosomalGrecessiveGsyndromeGcomprisingGneonatalGdiabetesG
mellitusTGintestinalGatresiasGandGgallGbladderGagenesisVGAmericanbJournalbofbMedicalbGeneticsobPartbATG
2008TGYacnTGYdY3Ud

2.5 34

121 yeukoencephalopathyGwithGcalcificationsGandGcystsgGaGpurelyGneurologicalGdisorderGdistinctGfromG
coatsGplusVGNeuropediatricsTG2014TGabTGYdbUeZ 1.6 33

120 zolecularGscreeningGofGnqnzTSyZGgeneGinG33GpatientsGrevealsGtheGgeneticGheterogeneityGofG
geleophysicGdysplasiaVGJournalbofbMedicalbGeneticsTG2011TGaeTGaYdUZY 5.8 33

119 rxpandingGtheGclinicalGspectrumGofGSypZfn3GgeneGdefectsVGEuropeanbJournalbofbMedicalbGeneticsTG
2010TGb3TG3XfUY3 2.6 33

118 rfficacyGofGwnxYWZGinhibitionGinGtheGtreatmentGofGchilblainGlupusGdueGtoGTδrXYGdeficiencyVGAnnalsbofb
thebRheumaticbDiseasesTG2019TGdeTGa3YUa33 2.4 33

117 uomozygousG–UterminalGmissenseGmutationGinGTδ–TYGleadsGtoGprogressiveGoUcellGimmunodeficiencyG
inGadulthoodVGJournalbofbAllergybandbClinicalbImmunologyTG2017TGY3fTG3cXU3c3Vec 11.5 32

116 TartrateUδesistantGncidGαhosphataseGqeficiencyGinGtheGαredispositionGtoGSystemicGyupusG
rrythematosusVGArthritisbandbRheumatologyTG2017TGcfTGY3YUYaZ 9.5 32

115 pèyanYGmutationsGassociatedGwithGaGcharacteristicGpatternGofGintracranialGcalcificationVG
NeuropediatricsTG2011TGaZTGZZdU33 1.6 32

114 TreatmentsGinGnicardiUtoutiˆ¤resGsyndromeVGDevelopmentalbMedicinebandbChildbNeurologyTG2020TGcZTGaZUad 3.3 32

113 teneticGandGphenotypicGspectrumGassociatedGwithGvsvuYGgainUofUfunctionVGHumanbMutationTG2020TG
aYTGe3dUeaf 4.7 31

112 zusculoskeletalGqiseaseGinGzqnbUδelatedGTypeGvGvnterferonopathygGnGzendelianGzimicGofGwaccoudNsG
nrthropathyVGArthritisbandbRheumatologyTG2017TGcfTGZXeYUZXfY 9.5 30

111 nGdeGnovoGpVnspYensnGmutationGinGTδrXYGinGaGpatientGwithGnicardiUtoutiˆ¤resGsyndromeVGAmericanb
JournalbofbMedicalbGeneticsobPartbATG2010TGYbZnTGZcYZUd 2.5 30

110 nicardiUtoutiˆ¤resGsyndromegGdescriptionGofGaGlateGonsetGcaseVGDevelopmentalbMedicinebandbChildb
NeurologyTG2008TGbXTGc3YUa 3.3 30

109 UnderstandingGtheGevolvingGphenotypeGofGvascularGcomplicationsGinGtelomereGbiologyGdisordersVG
AngiogenesisTG2019TGZZTGfbUYXZ 10.6 29

108 nicardiUtoutiˆ¤resGsyndromeGharboursGabundantGsystemicGandGbrainUreactiveGautoantibodiesVGAnnalsb
ofbthebRheumaticbDiseasesTG2015TGdaTGYf3YUf 2.4 27

107 qiagnosingGfetalGalcoholGsyndromegGnewGinsightsGfromGnewerGgeneticGtechnologiesVGArchivesbofb
DiseasebinbChildhoodTG2012TGfdTGeYZUd 2.2 27
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106 nGsecondGlocusGforGnicardiUtoutieresGsyndromeGatGchromosomeGY3qYaUZYVGJournalbofbMedicalb
GeneticsTG2006TGa3TGaaaUbX 5.8 27

105 pharacterizationGofGsamhdYGmorphantGzebrafishGrecapitulatesGfeaturesGofGtheGhumanGtypeGvG
interferonopathyGnicardiUtoutiˆ¤resGsyndromeVGJournalbofbImmunologyTG2015TGYfaTGZeYfUZb 5.3 26

104 rarlyUènsetGnicardiUtoutiˆ¤resGSyndromegGzagneticGδesonanceGvmagingGOzδvPGαatternGδecognitionVG
JournalbofbChildbNeurologyTG2015TG3XTGY3a3Ue 2.5 26

103 philblainsGasGaGdiagnosticGsignGofGaicardiUgoutiˆ¤resGsyndromeVGNeuropediatricsTG2010TGaYTGYeUZ3 1.6 26

102
StrikingGintrafamilialGphenotypicGvariabilityGinGnicardiUtoutiˆ¤resGsyndromeGassociatedGwithGtheG
recurrentGnsianGfounderGmutationGinGδ–nSruZpVGAmericanbJournalbofbMedicalbGeneticsobPartbATG2013TG
YcYnTG33eUaZ

2.5 25

101 SystemicGlupusGerythematosusGdueGtoGpYqGdeficiencyGwithGprogressiveGencephalopathyTGintracranialG
calcificationGandGacquiredGmoyamoyaGcerebralGvasculopathyVGLupusTG2013TGZZTGc3fUa3 2.6 24

100 TwoGfurtherGcasesGofGspondyloenchondrodysplasiaGOSαr–pqPGwithGimmuneGdysregulationVGAmericanb
JournalbofbMedicalbGeneticsobPartbATG2008TGYacnTGZeYXUb 2.5 24

99 pongenitalGglaucomaGandGbrainGstemGatrophyGasGfeaturesGofGnicardiUtoutiˆ¤resGsyndromeG2004TG
YZfnTG3X3Ud 24

98
plinicalTGradiologicalGandGpossibleGpathologicalGoverlapGofGcysticGleukoencephalopathyGwithoutG
megalencephalyGandGnicardiUtoutiˆ¤resGsyndromeVGEuropeanbJournalbofbPaediatricbNeurologyTG2016TG
ZXTGcXaUYX

3.8 24

97
perebralGvasculopathyGisGaGcommonGfeatureGinGnicardiUtoutieresGsyndromeGassociatedGwithGSnzuqYG
mutationsVGProceedingsbofbthebNationalbAcademybofbSciencesbofbthebUnitedbStatesbofbAmericaTG2011TG
YXeTGrZ3ZhGauthorGreplyGrZ33

11.5 23

96 nicardiUtoutiˆ¤resGsyndromeGpresentingGatypicallyGasGaGsubUacuteGleukoencephalopathyVGEuropeanb
JournalbofbPaediatricbNeurologyTG2008TGYZTGaXeUYY 3.8 23

95 qqXbeGandGplassicGSingletonUzertenGSyndromeVGJournalbofbClinicalbImmunologyTG2019TG3fTGdbUeX 5.7 21

94 TheGtypeGvGinterferonopathiesgGYXGyearsGonVGNaturebReviewsbImmunologyTG2021TG 36.5 20

93 αSzoYXTGtheGlastGimmunoproteasomeGgeneGmissingGforGαδnnSVGJournalbofbAllergybandbClinicalb
ImmunologyTG2020TGYabTGYXYbUYXYdVec 11.5 20

92 zqnbUnssociatedG–euroinflammationGandGtheGSingletonUzertenGSyndromegGTwoGsacesGofGtheGSameG
TypeGvGvnterferonopathyGSpectrumVGJournalbofbInterferonbandbCytokinebResearchTG2017TG3dTGZYaUZYf 3.5 19

91 yupusgGhowGmuchGIcomplexityIGisGreallyGOjustPGgeneticGheterogeneitylVGArthritisbandbRheumatismTG
2011TGc3TG3ccYUa 19

90 èverviewGofGSTv–tUnssociatedGVasculopathyGwithGènsetGinGvnfancyGOSnVvPGnmongGZYGαatientsVG
JournalbofbAllergybandbClinicalbImmunology:binbPracticeTG2021TGfTGeX3UeYeVeYY 5.4 19

89
oriefGδeportgGolockadeGofGTn–xUoindingGxinaseGYWvxxeGvnhibitsGzutantGStimulatorGofGvnterferonG
tenesGOSTv–tPUzediatedGvnflammatoryGδesponsesGinGuumanGαeripheralGoloodGzononuclearGpellsVG
ArthritisbandbRheumatologyTG2017TGcfTGYafbUYbXY

9.5 17

(2017-2006)
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88 –euromyelitisGopticaGinGaGchildGwithGnicardiUtoutiˆ¤resGsyndromeVGNeurologyTG2015TGebTG3eYU3 6.5 17

87 plinicalGphenotypeGassociatedGwithGhomozygosityGforGaGuèXqY3GdUresidueGpolyalanineGtractG
expansionVGEuropeanbJournalbofbMedicalbGeneticsTG2006TGafTG3fcUaXY 2.6 17

86 phromosomeGYqaZGdeletionGandGagenesisGofGtheGcorpusGcallosumVGAmericanbJournalbofbMedicalb
GeneticsobPartbATG2005TGY3eTGceUf 2.5 17

85 UseGofGruxolitinibGinGpèαnGsyndromeGmanifestingGasGlifeUthreateningGalveolarGhaemorrhageVGThoraxTG
2020TGdbTGfZUfb 7.3 17

84 wnxGinhibitionGinGSTv–tUassociatedGinterferonopathyVGAnnalsbofbthebRheumaticbDiseasesTG2016TGdbTGedb 2.4 17

83 wnxGYWZGolockadeGinGzqnbGtainUofUsunctionVGJournalbofbClinicalbImmunologyTG2018TG3eTGeaaUeac 5.7 17

82 pontributionGofGrareGandGpredictedGpathogenicGgeneGvariantsGtoGchildhoodUonsetGlupusgGaGlargeTG
geneticGpanelGanalysisGofGoritishGandGsrenchGcohortsVGLancetbRheumatologyobTheTG2020TGZTGeffUeYXf 14.2 16

81 rlevationGofGproinflammatoryGcytokinesGinGpatientsGwithGnicardiUtoutiˆ¤resGsyndromeVGNeurologyTG
2013TGeXTGffdUYXXZ 6.5 15

80 SynonymousGmutationsGinGδ–nSruZnGcreateGcrypticGspliceGsitesGimpairingGδ–aseGuZGenzymeG
functionGinGnicardiUtoutiˆ¤resGsyndromeVGHumanbMutationTG2013TG3aTGYXccUdX 4.7 15

79
olueGOorGpurplePGtoesgGchilblainsGorGchilblainGlupusUlikeGlesionsGareGaGmanifestationGofG
nicardiUtoutiˆ¤resGsyndromeGandGfamilialGchilblainGlupusVGJournalbofbthebAmericanbAcademybofb
DermatologyTG2009TGcYTGdZdUe

4.5 15

78 TreatmentGofGyeukoencephalopathyGWithGpalcificationsGandGpystsGWithGoevacizumabVGPediatricb
NeurologyTG2017TGdYTGbcUbf 2.9 14

77 oasalGgangliaGcalcificationGinGaGpatientGwithGbetaUpropellerGproteinUassociatedGneurodegenerationVG
PediatricbNeurologyTG2014TGbYTGea3Ub 2.9 14

76 –aturalGhistoryGofGcardiacGinvolvementGinGgeleophysicGdysplasiaG2005TGY3ZnTG3ZXU3 14

75 STv–tUzediatedGyungGvnflammationGandGoeyondVGJournalbofbClinicalbImmunologyTG2021TGaYTGbXYUbYa 5.7 14

74 SpondylocostalGdysostosisGassociatedGwithGaGacTGXXTSYbTdicOchYbPOqZbhqYYVZPGtranslocationVGClinicalb
DysmorphologyTG1997TGcTG3adUbX 0.9 13

73 –eurologicalGpresentationGofGtriscelliGsyndromegGobstructiveGhydrocephalusGwithoutG
haematologicalGabnormalitiesGorGorganomegalyVGBrainbandbDevelopmentTG2007TGZfTGZadUbX 2.2 13

72 –ovelGmonogenicGdiseasesGcausingGhumanGautoimmunityVGCurrentbOpinionbinbImmunologyTG2015TG3dTGYUb 7.8 12

71 TheGneonatalGformGofGnicardiUtoutiˆ¤resGsyndromeGmasqueradingGasGcongenitalGinfectionVGEarlyb
HumanbDevelopmentTG2008TGeaTGde3Ub 2.2 12
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70 nntiUzqnbGjuvenileGidiopathicGinflammatoryGmyopathygGaGspecificGsubgroupGdefinedGbyG
differentiallyGenhancedGinterferonU˛–GsignallingVGRheumatologyTG2020TGbfTGYfZdUYf3d 3.9 12

69 TheGeukaryoticGelongationGfactorGersYnYGinteractsGwithGSnzuqYVGBiochemicalbJournalTG2015TGaccTGcfUdc 3.8 11

68 vntracranialGcalcificationGinGearlyGinfantileGxrabbeGdiseasegGnothingGnewGunderGtheGsunVG
DevelopmentalbMedicinebandbChildbNeurologyTG2012TGbaTG3dcUf 3.3 11

67 nqnδYGsacilitatesGuvVUYGδeplicationGinGαrimaryGpqaSGTGpellsVGPLoSbONETG2015TGYXTGeXYa3cY3 3.7 11

66 zosaicGTetrasomyGfpgGnGzendelianGponditionGnssociatedGWithGαediatricUènsetGèverlapGzyositisVG
PediatricsTG2015TGY3cTGebaaUd 7.4 10

65 TreatmentGofGtastrointestinalGoleedingGinGaGαrobableGpaseGofGperebroretinalGzicroangiopathyGwithG
palcificationsGandGpystsVGMolecularbSyndromologyTG2011TGYTGYbfUYcZ 1.5 10

64 rlevatedGinterferonUalphaGinGfetalGbloodGinGtheGprenatalGdiagnosisGofGnicardiUtoutiˆ¤resGsyndromeVG
FetalbDiagnosisbandbTherapyTG2006TGZYTGYb3Ub 2.4 9

63 TheGmolecularGbasisGofGtδèqUstoringGneuronalGceroidGlipofuscinosesGinGScotlandVGMolecularbGeneticsb
andbMetabolismTG1999TGccTGZabUd 3.7 9

62 yeukoencephalopathyTGvntracranialGpalcificationsTGpystsTGandGS–èδqYYeGzutationGOyabruneG
SyndromePGwithGèbstructiveGuydrocephalusVGWorldbNeurosurgeryTG2019TGYZbTGZdYUZdZ 2.1 8

61 pomprehensiveGmolecularGscreeningGstrategyGofGèpy–GinGbandUlikeGcalcificationGwithGsimplifiedG
gyrationGandGpolymicrogyriaVGClinicalbGeneticsTG2018TGf3TGZZeUZ3a 4 8

60 pèαnGSyndromeGasGaGpauseGofGyupusG–ephritisVGKidneybInternationalbReportsTG2019TGaTGYYedUYYef 4.1 8

59 vnfantileGneurologicalGqegosGdiseaseVGEuropeanbJournalbofbPaediatricbNeurologyTG2011TGYbTGYcdUdX 3.8 8

58 zentalGretardationTGkeratoconusTGfebrileGseizuresGandGsinoatrialGblockgGaGpreviouslyGundescribedG
autosomalGrecessiveGdisorderVGClinicalbGeneticsTG2005TGcdTGaaeUf 4 8

57 –euromyelitisGopticaGinGpatientsGwithGincreasedGinterferonGalphaGconcentrationsVGLancetbNeurologyob
TheTG2020TGYfTG3YU33 24.1 8

56 wnxGvnhibitionGinGtheGnicardiUtoutiˆ¤resGSyndromeVGNewbEnglandbJournalbofbMedicineTG2020TG3e3TGZYfXUZYfY59.2 8

55 zagneticGresonanceGimagingGpatternGrecognitionGinGchildhoodGbilateralGbasalGgangliaGdisordersVG
BrainbCommunicationsTG2020TGZTGfcaaYde 4.5 8

54 nGoriefGuistoricalGαerspectiveGonGtheGαathologicalGponsequencesGofGrxcessiveGTypeGvGvnterferonG
rxposureGvnGvivoVGJournalbofbClinicalbImmunologyTG2018TG3eTGcfaUcfe 5.7 8

53 rnhancedGctnSUSTv–tUdependentGinterferonGsignalingGassociatedGwithGmutationsGinGnTnq3nVG
JournalbofbExperimentalbMedicineTG2021TGZYeTG 16.6 8

(2021-2020)
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52 αolymorphismsGinGvsvuYgGtheGgoodGandGtheGbadVGNaturebImmunologyTG2017TGYeTGdXeUdXf 19.1 7

51
pommentGongGNnberrantGtδ–nGprocessingGcausesGanGautoinflammatoryGsyndromeGresponsiveGtoGT–sG
inhibitorsNGbyGtiannelouGgGmutationsGinGresultGinGaGconstitutiveGactivationGofGtypeGvGinterferonG
signallingVGAnnalsbofbthebRheumaticbDiseasesTG2019TGdeTGeec

2.4 7

50 nnalysisGofGUeGsnoδ–nGVariantsGinGZebrafishGδevealsGuowGoiUallelicGVariantsGpauseG
yeukoencephalopathyGwithGpalcificationsGandGpystsVGAmericanbJournalbofbHumanbGeneticsTG2020TGYXcTGcfaUdXc11 7

49 qifferentialGrxpressionGofGvnterferonUnlphaGαroteinGαrovidesGpluesGtoGTissueGSpecificityGncrossGTypeG
vGvnterferonopathiesVGJournalbofbClinicalbImmunologyTG2021TGaYTGcX3UcXf 5.7 7

48 pardiacGvalveGinvolvementGinGUrelatedGtypeGvGinterferonopathyVGJournalbofbMedicalbGeneticsTG2020TGbdTGadbUade5.8 6

47 oiallelicGmutationsGinG–δδèSGcauseGanGearlyGonsetGlethalGmicrogliopathyVGActabNeuropathologicaTG
2020TGY3fTGfadUfbY 14.3 6

46
pirculatingGvnterferonU˛–GzeasuredGWithGaGuighlyGSensitiveGnssayGasGaGoiomarkerGforGwuvenileG
vnflammatoryGzyositisGnctivitygGpommentGonGtheGnrticleGbyGzathianGetGalVGArthritisbandb
RheumatologyTG2020TGdZTGYfbUYfd

9.5 6

45 ctzαUnzαGsynthaseGpavesGtheGwayGtoGautoimmunityVGProceedingsbofbthebNationalbAcademybofb
SciencesbofbthebUnitedbStatesbofbAmericaTG2015TGYYZTGYZfX3Ua 11.5 5

44 qevelopmentGandGValidationGofGanGUltrasensitiveGSingleGzoleculeGnrrayGqigitalGrnzymeUlinkedG
vmmunosorbentGnssayGforGuumanGvnterferonU˛–VGJournalbofbVisualizedbExperimentsTG2018TG 1.6 5

43 SedaghatianGspondylometaphysealGdysplasiaGwithGpachygyriaGandGabsenceGofGtheGcorpusGcallosumVG
AmericanbJournalbofbMedicalbGeneticsobPartbATG2006TGYaXnTGYebaUe 2.5 5

42 TheGgeneticsGofGnicardiUtoutiˆ¤resGsyndromeVGEuropeanbJournalbofbPaediatricbNeurologyTG2002TGcG
SupplGnTGn33UbhGdiscussionGn3dUfTGnddUec 3.8 5

41 yeukoencephalopathyGwithGcalcificationsGandGcystsgGteneticGandGphenotypicGspectrumVGAmericanb
JournalbofbMedicalbGeneticsobPartbATG2021TGYebTGYbUZb 2.5 5

40 samilialGandGsyndromicGlupusGshareGtheGsameGphenotypeGasGotherGearlyUonsetGformsGofGlupusVGJointb
BonebSpineTG2017TGeaTGbefUbf3 2.9 4

39 patatoniaGinGaGpatientGwithGnicardiUtoutiˆ¤resGsyndromeGefficientlyGtreatedGwithGimmunoadsorptionVG
SchizophreniabResearchTG2020TGZZZTGaeaUaec 3.6 4

38 nnGvndianGchildGwithGpoatsGplusGsyndromeGdueGtoGmutationsGinGST–YVGAmericanbJournalbofbMedicalb
GeneticsobPartbATG2020TGYeZTGZY3fUZYaa 2.5 4

37 TakingGtheGSTv–tGoutGofGinflammationVGNaturebReviewsbRheumatologyTG2018TGYaTGbXeUbXf 8.1 4

36 –ewGsubtypeGofGfamilialGintracranialGcalcificationGinGaGmotherGandGtwoGchildrenVGAmericanbJournalbofb
MedicalbGeneticsobPartbATG2010TGYbZnTGfa3Uc 2.5 4

35 zaternalGserumGalphaUfetoproteinGlevelsGinGcongenitalGnephrosisG1997TGYdTGYXefUYXef 4
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34 zitochondrialG–ucleicGncidGasGaGqriverGofGαathogenicGTypeGvGvnterferonGvnductionGinGzendelianG
qiseaseVGFrontiersbinbImmunologyTG2021TGYZTGdZfdc3 8.4 4

33 ndultUènsetGn–pnUnssociatedGVasculitisGinGSnVvgGrxtensionGofGtheGαhenotypicGSpectrumTGpaseG
δeportGandGδeviewGofGtheGyiteratureVGFrontiersbinbImmunologyTG2020TGYYTGbdbZYf 8.4 4

32 nutosomalUdominantGearlyUonsetGspasticGparaparesisGwithGbrainGcalcificationGdueGtoGvsvuYG
gainUofUfunctionVGHumanbMutationTG2018TG3fTGYXdcUYXeX 4.7 4

31 SortGYourGSelfGèutHVGCellTG2018TGYdZTGcaXUcaZ 56.2 3

30 3pGsyndromeVGAmericanbJournalbofbMedicalbGeneticsobPartbATG2010TGYbZnTGYXZcUd 2.5 3

29 rlevatedGpterinsGinGcerebralGspinalGfluidUUbiochemicalGmarkerGofGnicardiUtoutiˆ¤resGsyndromeVG
DevelopmentalbMedicinebandbChildbNeurologyTG2009TGbYTGeaYUZ 3.3 3

28 TheGstoryGofGq–aseGvvgGaGstifledGdeathUwishGleadsGtoGselfUharmVGEuropeanbJournalbofbImmunologyTG2010
TGaXTGZ3dcUe 6.1 3

27 samilialGolauGsyndromegsirstGmolecularlyGconfirmedGreportGfromGvndiaVGIndianbJournalbofb
OphthalmologyTG2019TGcdTGYcbUYcd 1.6 3

26 ynppYGdeficiencyGlinksGjuvenileGarthritisGwithGautophagyGandGmetabolismGinGmacrophagesVGJournalbofb
ExperimentalbMedicineTG2021TGZYeTG 16.6 3

25
rxudativeGretinopathyTGcerebralGcalcificationsTGduodenalGatresiaTGpreaxialGpolydactylyTGmicropenisTG
microcephalyGandGshortGstaturegGaGnewGsyndromelVGAmericanbJournalbofbMedicalbGeneticsobPartbATG
2013TGYcYnTGYeZfU3Z

2.5 2

24
–ewlyGrecognizedGrecessiveGsyndromeGcharacterizedGbyGdysmorphicGfeaturesTGhypogonadotropicG
hypogonadismTGsevereGmicrocephalyTGandGsensorineuralGhearingGlossGmapsGtoG3pZYV3VGAmericanb
JournalbofbMedicalbGeneticsobPartbATG2011TGYbbnTGZfYXUb

2.5 2

23 nicardiUtoutiˆ¤resGsyndromeGpresentingGwithGhaematemesisGinGinfancyVGActabPaediatricaob
InternationalbJournalbofbPaediatricsTG2009TGfeTGZXXbUe 3.1 2

22 socalGdermalGhypoplasiaGwithGsubependymalGheterotopiaGandGhypoplasticGcorpusGcallosumVGClinicalb
DysmorphologyTG2007TGYcTGbfUcY 0.9 2

21 zitochondrialG–ucleicGncidGasGaGqriverGofGαathogenicGTypeGvGvnterferonGvnductionGinGzendelianG
qiseaseVGFrontiersbinbImmunologyTG2021TGYZTGdZfdc3 8.4 2

20 perebrospinalGfluidGneopterinGasGaGbiomarkerGofGtreatmentGresponseGtoGwanusGkinaseGinhibitionGinG
nicardiUtoutiˆ¤resGsyndromeVGDevelopmentalbMedicinebandbChildbNeurologyTG2021TG 3.3 2

19
TheGZXZYGruropeanGnllianceGofGnssociationsGforGδheumatologyWnmericanGpollegeGofGδheumatologyG
αointsGtoGponsiderGforGqiagnosisGandGzanagementGofGnutoinflammatoryGTypeGvGvnterferonopathiesgG
pn–qyrWαδnnSTGSnVvTGandGntSVVGArthritisbandbRheumatologyTG2022TG

9.5 2

18 plinicalGδeasoninggGnGZbUyearUoldGwomanGwithGrecurrentGepisodesGofGcollapseGandGlossGofG
consciousnessVGNeurologyTG2020TGfaTGffaUfff 6.5 1

17 zendelianGdisordersGofGimmunityGrelatedGtoGanGupregulationGofGtypeGvGinterferonG2020TGdbYUddZ 1

(2020-2021)
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16 yeukoencephalopathyGwithGcalcificationGandGcystsgGnGcerebralGmicroangiopathyGcausedGbyGmutationsG
inGS–èδqYYeVGJournalbofbthebNeurologicalbSciencesTG2017TG3dZTGaa3 3.2 1

15
nGnewlyGrecognizedTGlikelyGautosomalGrecessiveGsyndromeGcomprisingGagammaglobulinemiaTG
microcephalyTGcraniosynostosisTGsevereGdermatitisTGandGotherGfeaturesVGAmericanbJournalbofbMedicalb
GeneticsobPartbATG2006TGYaXTGYY3YUb

2.5 1

14 npparentGδadiologicalGvmprovementGinGanGvnfantGWithGyabruneGSyndromeGTreatedGWithG
oevacizumabVGPediatricbNeurologyTG2020TGYYZTGb3Ubb 2.9 1

13 δheumatoidGfactorGpositiveGpolyarticularGjuvenileGidiopathicGarthritisGassociatedGwithGaGnovelGpèαnG
mutationVGRheumatologyTG2021TGcXTGeYdYUeYd3 3.9 1

12 rrythrocyteUderivedGmitochondriaGtakeGtoGtheGlupusGstageVGCellbMetabolismTG2021TG33TGYdZ3UYdZb 24.6 1

11
zutationsGinGδ–UdUYGWeakenGSecondaryGδ–nGStructureTGvnduceGzpαUYGandGpXpyYXGinGpSsTGandG
δesultGinGnicardiUtoutiˆ¤resGSyndromeGwithGSevereGrndUèrganGvnvolvementVVGJournalbofbClinicalb
ImmunologyTG2022TGY

5.7 1

10 TheGZXZYGrUynδGandGnpδGpointsGtoGconsiderGforGdiagnosisGandGmanagementGofGautoinflammatoryG
typeGvGinterferonopathiesgGpn–qyrWαδnnSTGSnVvGandGntSVVGAnnalsbofbthebRheumaticbDiseasesTG2022TG 2.4 0

9 nutosomalGdominantGnqnδGcV3XYftknGOpVOtYXXdδPPGvariantGisGanGimportantGmimicGofGhereditaryG
spasticGparaplegiaGandGcerebralGpalsyVGBrainbandbDevelopmentTG2021TG 2.2 0

8 èpsoclonusUmyoclonusGinGnicardiUtoutiˆ¤resGsyndromeVGDevelopmentalbMedicinebandbChildbNeurology
TG2021TGc3TGYae3UYaec 3.3 0

7 perebralGzicroangiopathyGinGyeukoencephalopathyGWithGperebralGpalcificationsGandGpystsgGnG
αathologicalGqescriptionVGJournalbofbChildbNeurologyTG2021TG3cTGY33UYaX 2.5 0

6 δeplygGToGαzvqGZ3cccda3VGArthritisbandbRheumatologyTG2014TGccTGZZfU3X 9.5

5 SevereGneonatalUonsetGpanniculitisGinGaGfemaleGinfantGwithGαraderUWilliGsyndromeVGAmericanbJournalb
ofbMedicalbGeneticsobPartbATG2011TGYbbnTG3XedUf 2.5

4 pongenitalGpalmarGpolyonychiaGwithGpostaxialGlimbGdefectsGmayGbeGtheGsameGasGtheGulnarUmammaryG
syndromeVGAmericanbJournalbofbMedicalbGeneticsobPartbATG2005TGY3dTGZ33hGauthorGreplyGZ3a 2.5

3 SnzuqYTGnGαutativeGTumourGSuppressorTGvsGδecurrentlyGzutatedGinGphronicGyymphocyticG
yeukaemiaTGandGvsGnssociatedGwithGαoorGδiskGseaturesVGBloodTG2012TGYZXTGdY3UdY3 2.2

2 zendelianGqisordersGofGvmmunityGδelatedGtoGanGUpregulationGofGTypeGvGvnterferonG2014TGbfYUcXZ

1 –ovelGcompoundGheterozygousGST–YGvariantsGareGassociatedGwithGpoatsGαlusGsyndromeVGMolecularb
Geneticsbhamp;bGenomicbMedicineTG2021TGeYdXe 2.3
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