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m Paper IF Citations

115 yzVYbKrestrictionKfactorKSrβyubKisKaKdeoxynucleosideKtriphosphateKtriphosphohydrolaseZKNatureXK
2011XKeiaXKdhjYic 50.4 578

114 βutationsKinKrurRbKcauseKricardiYxoutiˆ¤resKsyndromeKassociatedKwithKaKtypeKzKinterferonK
signatureZKNaturehGeneticsXK2012XKeeXKbcedYi 36.3 521

113 βutationsKinvolvedKinKricardiYxoutiˆ¤resKsyndromeKimplicateKSrβyubKasKregulatorKofKtheKinnateK
immuneKresponseZKNaturehGeneticsXK2009XKebXKicjYdc 36.3 507

112 vvaluationKofKangiotensinYconvertingKenzymeKTrtvUXKitsKhomologueKrtvcKandKneprilysinKinK
angiotensinKpeptideKmetabolismZKBiochemicalhJournalXK2004XKdidXKefYfb 3.8 462

111 xainYofYfunctionKmutationsKinKzwzybKcauseKaKspectrumKofKhumanKdiseaseKphenotypesKassociatedKwithK
upregulatedKtypeKzKinterferonKsignalingZKNaturehGeneticsXK2014XKegXKfadYfaj 36.3 376

110
tharacterizationKofKhumanKdiseaseKphenotypesKassociatedKwithKmutationsKinKTRvXbXKRδrSvycrXK
RδrSvycsXKRδrSvyctXKSrβyubXKrurRXKandKzwzybZKAmericanhJournalhofhMedicalhGeneticsvhParthAXK
2015XKbghrXKcjgYdbc

2.5 321

109 yumanKintracellularKzSxbfKpreventsKinterferonY˛–/˛†KoverYamplificationKandKautoYinflammationZK
NatureXK2015XKfbhXKijYjd 50.4 311

108 tlinicalKandKmolecularKphenotypeKofKricardiYxoutieresKsyndromeZKAmericanhJournalhofhHumanh
GeneticsXK2007XKibXKhbdYcf 11 310

107 znheritedKSTzδxYactivatingKmutationKunderliesKaKfamilialKinflammatoryKsyndromeKwithKlupusYlikeK
manifestationsZKJournalhofhClinicalhInvestigationXK2014XKbceXKffbgYca 15.9 294

106 yeterozygousKmutationsKinKTRvXbKcauseKfamilialKchilblainKlupusKandKdominantKricardiYxoutieresK
syndromeZKAmericanhJournalhofhHumanhGeneticsXK2007XKiaXKibbYf 11 286

105
rssessmentKofKinterferonYrelatedKbiomarkersKinKricardiYxoutiˆ¤resKsyndromeKassociatedKwithK
mutationsKinKTRvXbXKRδrSvycrXKRδrSvycsXKRδrSvyctXKSrβyubXKandKrurRkKaKcaseYcontrolKstudyZK
LancethNeurologyvhTheXK2013XKbcXKbbfjYgj

24.1 267

104 SrβyubKrestrictsKyzVYbKreverseKtranscriptionKinKquiescentKtueTWUKTYcellsZKRetrovirologyXK2012XKjXKih 3.6 254

103 βitochondrialKdoubleYstrandedKRδrKtriggersKantiviralKsignallingKinKhumansZKNatureXK2018XKfgaXKcdiYcec 50.4 211

102 uetectionKofKinterferonKalphaKproteinKrevealsKdifferentialKlevelsKandKcellularKsourcesKinKdiseaseZK
JournalhofhExperimentalhMedicineXK2017XKcbeXKbfehYbfff 16.6 192

101 βutationsKinKtTtbXKencodingKconservedKtelomereKmaintenanceKcomponentKbXKcauseKtoatsKplusZK
NaturehGeneticsXK2012XKeeXKddiYec 36.3 186

100 TartrateYresistantKacidKphosphataseKdeficiencyKcausesKaKboneKdysplasiaKwithKautoimmunityKandKaK
typeKzKinterferonKexpressionKsignatureZKNaturehGeneticsXK2011XKedXKbchYdb 36.3 173

99
vfficacyKofKtheK–anusKkinaseKb/cKinhibitorKruxolitinibKinKtheKtreatmentKofKvasculopathyKassociatedK
withKTβvβbhdYactivatingKmutationsKinKdKchildrenZKJournalhofhAllergyhandhClinicalhImmunologyXK2016XK
bdiXKbhfcYbhff

11.5 141
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98 tirculatingKactivitiesKofKangiotensinYconvertingKenzymeXKitsKhomologXKangiotensinYconvertingK
enzymeKcXKandKneprilysinKinKaKfamilyKstudyZKHypertensionXK2006XKeiXKjbeYca 8.5 135

97 rKspecificKzwzybKgainYofYfunctionKmutationKcausesKSingletonYβertenKsyndromeZKAmericanhJournalhofh
HumanhGeneticsXK2015XKjgXKchfYic 11 134

96 TheKSèzVcαKRδrKexosomeKlimitsKactivationKofKtheKRzxYzYlikeKreceptorsZKNaturehImmunologyXK2014XKbfXKidjYef19.1 131

95
rtvy/rtvcKisKaKnovelKmammalianKmetallocarboxypeptidaseKandKaKhomologueKofK
angiotensinYconvertingKenzymeKinsensitiveKtoKrtvKinhibitorsZKCanadianhJournalhofhPhysiologyhandh
PharmacologyXK2002XKiaXKdegYfd

2.4 131

94 ProteinKkinaseKc˛·KdeficiencyKcausesKmendelianKsystemicKlupusKerythematosusKwithKsKcellYdefectiveK
apoptosisKandKhyperproliferationZKArthritishandhRheumatismXK2013XKgfXKcbgbYhb 119

93 TypeKzKinterferonYmediatedKautoinflammationKdueKtoKuδaseKzzKdeficiencyZKNaturehCommunicationsXK
2017XKiXKcbhg 17.4 111

92 yumanKdiseaseKphenotypesKassociatedKwithKmutationsKinKTRvXbZKJournalhofhClinicalhImmunologyXK
2015XKdfXKcdfYed 5.7 108

91 uiseaseYassociatedKmutationsKidentifyKaKnovelKregionKinKhumanKSTzδxKnecessaryKforKtheKcontrolKofK
typeKzKinterferonKsignalingZKJournalhofhAllergyhandhClinicalhImmunologyXK2017XKbeaXKfedYffcZef 11.5 103

90 SrβyubKisKaKnucleicYacidKbindingKproteinKthatKisKmislocalizedKdueKtoKaicardiYgoutiˆ¤resK
syndromeYassociatedKmutationsZKHumanhMutationXK2012XKddXKbbbgYcc 4.7 103

89 δeprilysinXKobesityKandKtheKmetabolicKsyndromeZKInternationalhJournalhofhObesityXK2011XKdfXKbadbYea 5.5 102

88 rssessmentKofKTypeKzKznterferonKSignalingKinKPediatricKznflammatoryKuiseaseZKJournalhofhClinicalh
ImmunologyXK2017XKdhXKbcdYbdc 5.7 94

87 vxpressionKofKtyclicKxβPYrβPKSynthaseKinKPatientsKWithKSystemicKαupusKvrythematosusZKArthritish
andhRheumatologyXK2017XKgjXKiaaYiah 9.5 87

86 rKtypeKzKinterferonKsignatureKidentifiesKbilateralKstriatalKnecrosisKdueKtoKmutationsKinKrurRbZK
JournalhofhMedicalhGeneticsXK2014XKfbXKhgYic 5.8 85

85 rutosomalKdominantKinheritanceKofKaKheterozygousKmutationKinKSrβyubKcausingKfamilialKchilblainK
lupusZKAmericanhJournalhofhMedicalhGeneticsvhParthAXK2011XKbffrXKcdfYh 2.5 81

84 zntracerebralKlargeKarteryKdiseaseKinKricardiYxoutiˆ¤resKsyndromeKimplicatesKSrβyubKinKvascularK
homeostasisZKDevelopmentalhMedicinehandhChildhNeurologyXK2010XKfcXKhcfYdc 3.3 80

83 βutationsKinKSδORubbiKcauseKtheKcerebralKmicroangiopathyKleukoencephalopathyKwithK
calcificationsKandKcystsZKNaturehGeneticsXK2016XKeiXKbbifYjc 36.3 74

82 StimulatorKofKznterferonKxenesYrssociatedKVasculopathyKWithKOnsetKinKznfancykKrKβimicKofK
thildhoodKxranulomatosisKWithKPolyangiitisZKJAMAhDermatologyXK2015XKbfbXKihcYh 5.1 72

81 terebroretinalKmicroangiopathyKwithKcalcificationsKandKcystsKTtRβttUZKAmericanhJournalhofhMedicalh
GeneticsvhParthAXK2008XKbegrXKbicYja 2.5 70

(2008-2006)
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80 zdentificationKandKcharacterizationKofKanKinbornKerrorKofKmetabolismKcausedKbyKdihydrofolateK
reductaseKdeficiencyZKAmericanhJournalhofhHumanhGeneticsXK2011XKiiXKcbgYcf 11 68

79 βutationsKinKtvtRbKassociatedKwithKaKneutrophilKsignatureKinKperipheralKbloodZKPediatrich
RheumatologyXK2014XKbcXKee 3.5 63

78 wamilialKricardiYxoutiˆ¤resKsyndromeKdueKtoKSrβyubKmutationsKisKassociatedKwithKchronicK
arthropathyKandKcontracturesZKAmericanhJournalhofhMedicalhGeneticsvhParthAXK2010XKbfcrXKjdiYec 2.5 61

77 ReverseYTranscriptaseKznhibitorsKinKtheKricardiâ��xoutiˆ¤resKSyndromeZKNewhEnglandhJournalhofh
MedicineXK2018XKdhjXKcchfYh 59.2 61

76 TherapiesKinKricardiYxoutiˆ¤resKsyndromeZKClinicalhandhExperimentalhImmunologyXK2014XKbhfXKbYi 6.2 60

75
UnusualKcutaneousKfeaturesKassociatedKwithKaKheterozygousKgainYofYfunctionKmutationKinKzwzybkK
overlapKbetweenKricardiYxoutiˆ¤resKandKSingletonYβertenKsyndromesZKBritishhJournalhofh
DermatologyXK2015XKbhdXKbfafYbd

4 55

74 βutationsKinKrurRbXKzwzybXKandKRδrSvycsKpresentingKasKspasticKparaplegiaZKNeuropediatricsXK2014XK
efXKdigYjd 1.6 53

73 PRèutKmutationsKassociatedKwithKimmunodeficiencyXKgranulomaXKandKautoimmuneK
regulatorYdependentKautoimmunityZKJournalhofhAllergyhandhClinicalhImmunologyXK2015XKbdfXKbfhiYiiZef 11.5 52

72 cxrSYmediatedKinductionKofKtypeKzKinterferonKdueKtoKinbornKerrorsKofKhistoneKpreYmRδrKprocessingZK
NaturehGeneticsXK2020XKfcXKbdgeYbdhc 36.3 52

71 sloomKsyndromeKproteinKrestrainsKinnateKimmuneKsensingKofKmicronucleiKbyKcxrSZKJournalhofh
ExperimentalhMedicineXK2019XKcbgXKbbjjYbcbd 16.6 51

70 SpondyloenchondrodysplasiaKuueKtoKβutationsKinKrtPfkKrKtomprehensiveKSurveyZKJournalhofh
ClinicalhImmunologyXK2016XKdgXKccaYde 5.7 48

69 βutationsKinKtOPrKleadKtoKabnormalKtraffickingKofKSTzδxKtoKtheKxolgiKandKinterferonKsignalingZK
JournalhofhExperimentalhMedicineXK2020XKcbhXK 16.6 47

68 TheKparaoxonaseKxlnYrrgKbjcKpolymorphismKinKsubjectsKwithKischaemicKheartKdiseaseZKCoronaryh
ArteryhDiseaseXK1997XKiXKghhYic 1.4 44

67 rKfunctionalKXPδPvPcKpromoterKhaplotypeKleadsKtoKreducedKplasmaKaminopeptidaseKPKandK
increasedKriskKofKrtvKinhibitorYinducedKangioedemaZKHumanhMutationXK2011XKdcXKbdcgYdb 4.7 42

66 sandYlikeKintracranialKcalcificationKwithKsimplifiedKgyrationKandKpolymicrogyriakKaKdistinctK
MpseudoYTORtyMKphenotypeZKAmericanhJournalhofhMedicalhGeneticsvhParthAXK2008XKbegrXKdbhdYia 2.5 42

65 rnKopenYlabelKtrialKofK–rèKb/cKblockadeKinKprogressiveKYassociatedKneuroinflammationZKNeurologyXK
2018XKjaXKcijYcjb 6.5 41

64 tutaneousKhistopathologicalKfindingsKofKricardiYxoutiˆ¤resKsyndromeXKoverlapKwithKchilblainKlupusZK
JournalhofhCutaneoushPathologyXK2008XKdfXKhheYi 1.7 39

63 rurcKdeficiencykKcaseKreportKofKaKnewKphenotypeKandKnovelKmutationKinKtwoKsistersZKRMDhOpenXK
2016XKcXKeaaacdg 5.9 38
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62 SevereKtypeKzKinterferonopathyKandKunrestrainedKinterferonKsignalingKdueKtoKaKhomozygousK
germlineKmutationKinZKSciencehImmunologyXK2019XKeXK 28 38

61 rKchildKwithKsevereKjuvenileKdermatomyositisKtreatedKwithKruxolitinibZKBrainXK2018XKbebXKeia 11.2 37

60 xeneticXKPhenotypicXKandKznterferonKsiomarkerKStatusKinKrurRbYRelatedKδeurologicalKuiseaseZK
NeuropediatricsXK2017XKeiXKbggYbie 1.6 35

59
rKfurtherKexampleKofKaKdistinctiveKautosomalKrecessiveKsyndromeKcomprisingKneonatalKdiabetesK
mellitusXKintestinalKatresiasKandKgallKbladderKagenesisZKAmericanhJournalhofhMedicalhGeneticsvhParthAXK
2008XKbegrXKbhbdYh

2.5 34

58 αeukoencephalopathyKwithKcalcificationsKandKcystskKaKpurelyKneurologicalKdisorderKdistinctKfromK
coatsKplusZKNeuropediatricsXK2014XKefXKbhfYic 1.6 33

57 rngiotensinYconvertingKenzymeKTrtvUKgeneKpolymorphismsKinKpatientsKcharacterisedKbyKcoronaryK
angiographyZKHumanhGeneticsXK1997XKbaaXKecaYf 6.3 33

56 vfficacyKofK–rèb/cKinhibitionKinKtheKtreatmentKofKchilblainKlupusKdueKtoKTRvXbKdeficiencyZKAnnalshofh
thehRheumatichDiseasesXK2019XKhiXKedbYedd 2.4 33

55 yomozygousKδYterminalKmissenseKmutationKinKTRδTbKleadsKtoKprogressiveKsYcellKimmunodeficiencyK
inKadulthoodZKJournalhofhAllergyhandhClinicalhImmunologyXK2017XKbdjXKdgaYdgdZeg 11.5 32

54 TartrateYResistantKrcidKPhosphataseKueficiencyKinKtheKPredispositionKtoKSystemicKαupusK
vrythematosusZKArthritishandhRheumatologyXK2017XKgjXKbdbYbec 9.5 32

53 tOαerbKmutationsKassociatedKwithKaKcharacteristicKpatternKofKintracranialKcalcificationZK
NeuropediatricsXK2011XKecXKcchYdd 1.6 32

52 xeneticKandKphenotypicKspectrumKassociatedKwithKzwzybKgainYofYfunctionZKHumanhMutationXK2020XK
ebXKidhYiej 4.7 31

51 βusculoskeletalKuiseaseKinKβurfYRelatedKTypeKzKznterferonopathykKrKβendelianKβimicKofK–accoudSsK
rrthropathyZKArthritishandhRheumatologyXK2017XKgjXKcaibYcajb 9.5 30

50 rKdeKnovoKpZrspbirsnKmutationKinKTRvXbKinKaKpatientKwithKricardiYxoutiˆ¤resKsyndromeZKAmericanh
JournalhofhMedicalhGeneticsvhParthAXK2010XKbfcrXKcgbcYh 2.5 30

49 ricardiYxoutiˆ¤resKsyndromekKdescriptionKofKaKlateKonsetKcaseZKDevelopmentalhMedicinehandhChildh
NeurologyXK2008XKfaXKgdbYe 3.3 30

48 ricardiYxoutiˆ¤resKsyndromeKharboursKabundantKsystemicKandKbrainYreactiveKautoantibodiesZKAnnalsh
ofhthehRheumatichDiseasesXK2015XKheXKbjdbYj 2.4 27

47 tharacterizationKofKsamhdbKmorphantKzebrafishKrecapitulatesKfeaturesKofKtheKhumanKtypeKzK
interferonopathyKricardiYxoutiˆ¤resKsyndromeZKJournalhofhImmunologyXK2015XKbjeXKcibjYcf 5.3 26

46 thilblainsKasKaKdiagnosticKsignKofKaicardiYgoutiˆ¤resKsyndromeZKNeuropediatricsXK2010XKebXKbiYcd 1.6 26

45 zdentificationKofKδovelKPolymorphismsKwithinKtheKProteinKZKxeneXKyaplotypeKuistributionKandK
αinkageKrnalysisZKThrombosishandhHaemostasisXK2001XKifXKbbcdYbbce 7 26

(2001-2019)
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44 SystemicKlupusKerythematosusKdueKtoKtbqKdeficiencyKwithKprogressiveKencephalopathyXKintracranialK
calcificationKandKacquiredKmoyamoyaKcerebralKvasculopathyZKLupusXK2013XKccXKgdjYed 2.6 24

43 TwoKfurtherKcasesKofKspondyloenchondrodysplasiaKTSPvδtuUKwithKimmuneKdysregulationZKAmericanh
JournalhofhMedicalhGeneticsvhParthAXK2008XKbegrXKcibaYf 2.5 24

42
tlinicalXKradiologicalKandKpossibleKpathologicalKoverlapKofKcysticKleukoencephalopathyKwithoutK
megalencephalyKandKricardiYxoutiˆ¤resKsyndromeZKEuropeanhJournalhofhPaediatrichNeurologyXK2016XK
caXKgaeYba

3.8 24

41 ricardiYxoutiˆ¤resKsyndromeKpresentingKatypicallyKasKaKsubYacuteKleukoencephalopathyZKEuropeanh
JournalhofhPaediatrichNeurologyXK2008XKbcXKeaiYbb 3.8 23

40 rngiotensinKconvertingKenzymeKandKangiotensinKzzKtypeKbYreceptorKgeneKpolymorphismsKandKriskKofK
ischaemicKheartKdiseaseZKCardiovascularhResearchXK1999XKebXKhegYfd 9.9 22

39 wVzzzKtoagulantKrctivityKandKrntigenKinKSubjectsKwithKzschaemicKyeartKuiseaseZKThrombosishandh
HaemostasisXK1998XKiaXKhfhYhgc 7 21

38
sriefKReportkKVitaminKuKueficiencyKzsKrssociatedKWithKvndothelialKuysfunctionKandKzncreasesKTypeKzK
znterferonKxeneKvxpressionKinKaKβurineKβodelKofKSystemicKαupusKvrythematosusZKArthritishandh
RheumatologyXK2016XKgiXKcjcjYcjdf

9.5 20

37 PSβsbaXKtheKlastKimmunoproteasomeKgeneKmissingKforKPRrrSZKJournalhofhAllergyhandhClinicalh
ImmunologyXK2020XKbefXKbabfYbabhZeg 11.5 20

36 βurfYrssociatedKδeuroinflammationKandKtheKSingletonYβertenKSyndromekKTwoKwacesKofKtheKSameK
TypeKzKznterferonopathyKSpectrumZKJournalhofhInterferonhandhCytokinehResearchXK2017XKdhXKcbeYcbj 3.5 19

35 OverviewKofKSTzδxYrssociatedKVasculopathyKwithKOnsetKinKznfancyKTSrVzUKrmongKcbKPatientsZK
JournalhofhAllergyhandhClinicalhImmunology:hinhPracticeXK2021XKjXKiadYibiZebb 5.4 19

34 UseKofKruxolitinibKinKtOPrKsyndromeKmanifestingKasKlifeYthreateningKalveolarKhaemorrhageZKThoraxXK
2020XKhfXKjcYjf 7.3 17

33 –rèKinhibitionKinKSTzδxYassociatedKinterferonopathyZKAnnalshofhthehRheumatichDiseasesXK2016XKhfXKehf 2.4 17

32 –rèKb/cKslockadeKinKβurfKxainYofYwunctionZKJournalhofhClinicalhImmunologyXK2018XKdiXKieeYieg 5.7 17

31 tontributionKofKrareKandKpredictedKpathogenicKgeneKvariantsKtoKchildhoodYonsetKlupuskKaKlargeXK
geneticKpanelKanalysisKofKsritishKandKwrenchKcohortsZKLancethRheumatologyvhTheXK2020XKcXKejjYebaj 14.2 16

30 vlevationKofKproinflammatoryKcytokinesKinKpatientsKwithKricardiYxoutiˆ¤resKsyndromeZKNeurologyXK
2013XKiaXKjjhYbaac 6.5 15

29 SynonymousKmutationsKinKRδrSvycrKcreateKcrypticKspliceKsitesKimpairingKRδaseKycKenzymeK
functionKinKricardiYxoutiˆ¤resKsyndromeZKHumanhMutationXK2013XKdeXKbaggYha 4.7 15

28 sasalKgangliaKcalcificationKinKaKpatientKwithKbetaYpropellerKproteinYassociatedKneurodegenerationZK
PediatrichNeurologyXK2014XKfbXKiedYf 2.9 14

27 rntiYβurfKjuvenileKidiopathicKinflammatoryKmyopathykKaKspecificKsubgroupKdefinedKbyK
differentiallyKenhancedKinterferonY˛–KsignallingZKRheumatologyXK2020XKfjXKbjchYbjdh 3.9 12

Gillian I Rice

6



26 rurRbKwacilitatesKyzVYbKReplicationKinKPrimaryKtueWKTKtellsZKPLoShONEXK2015XKbaXKeabedgbd 3.7 11

25
TypeKzKinterferonKinKpatientsKwithKsystemicKautoimmuneKrheumaticKdiseaseKisKassociatedKwithK
haematologicalKabnormalitiesKandKspecificKautoantibodyKprofilesZKArthritishResearchhandhTherapyXK
2019XKcbXKbeh

5.7 8

24 tomprehensiveKmolecularKscreeningKstrategyKofKOtαδKinKbandYlikeKcalcificationKwithKsimplifiedK
gyrationKandKpolymicrogyriaZKClinicalhGeneticsXK2018XKjdXKcciYcde 4 8

23 yumanKvndothelialKtellYderivedKδuclearKProteinsKthatKRecogniseKPolymorphicKuδrKvlementsKinKtheK
vonKWillebrandKwactorKxeneKPromoterKzncludeKYYbZKThrombosishandhHaemostasisXK2001XKigXKghcYghj 7 8

22 –rèKznhibitionKinKtheKricardiYxoutiˆ¤resKSyndromeZKNewhEnglandhJournalhofhMedicineXK2020XKdidXKcbjaYcbjb59.2 8

21 vnhancedKcxrSYSTzδxYdependentKinterferonKsignalingKassociatedKwithKmutationsKinKrTrudrZK
JournalhofhExperimentalhMedicineXK2021XKcbiXK 16.6 8

20
tommentKonkKSrberrantKtRδrKprocessingKcausesKanKautoinflammatoryKsyndromeKresponsiveKtoKTδwK
inhibitorsSKbyKxiannelouKkKmutationsKinKresultKinKaKconstitutiveKactivationKofKtypeKzKinterferonK
signallingZKAnnalshofhthehRheumatichDiseasesXK2019XKhiXKeig

2.4 7

19 rnalysisKofKUiKsnoRδrKVariantsKinKZebrafishKRevealsKyowKsiYallelicKVariantsKtauseK
αeukoencephalopathyKwithKtalcificationsKandKtystsZKAmericanhJournalhofhHumanhGeneticsXK2020XKbagXKgjeYhag11 7

18 uifferentialKvxpressionKofKznterferonYrlphaKProteinKProvidesKtluesKtoKTissueKSpecificityKrcrossKTypeK
zKznterferonopathiesZKJournalhofhClinicalhImmunologyXK2021XKebXKgadYgaj 5.7 7

17 siallelicKmutationsKinKδRROSKcauseKanKearlyKonsetKlethalKmicrogliopathyZKActahNeuropathologicaXK
2020XKbdjXKjehYjfb 14.3 6

16 SineKcausaKtetraparesiskKrKpilotKstudyKonKitsKpossibleKrelationshipKwithKinterferonKsignatureKanalysisK
andKricardiKxoutiˆ¤resKsyndromeKrelatedKgenesKanalysisZKMedicinehrUnitedhStatessXK2018XKjhXKebdijd 1.8 6

15 αeukoencephalopathyKwithKcalcificationsKandKcystskKxeneticKandKphenotypicKspectrumZKAmericanh
JournalhofhMedicalhGeneticsvhParthAXK2021XKbifXKbfYcf 2.5 5

14 wromKuiagnosisKtoKPrognosiskKRevisitingKtheKβeaningKofKβuscleKzSxbfKOverexpressionKinK–uvenileK
znflammatoryKβyopathiesZKArthritishandhRheumatologyXK2021XKhdXKbaeeYbafc 9.5 5

13 uifferentialKlevelsKofKzwδ˛–KsubtypesKinKautoimmunityKandKviralKinfectionZKCytokineXK2021XKbeeXKbfffdd 4 5

12 tomplexityKinKunclassifiedKautoYinflammatoryKdiseasekKaKcaseKreportKillustratingKtheKpotentialKforK
diseaseKarisingKfromKtheKallelicKburdenKofKmultipleKvariantsZKPediatrichRheumatologyXK2019XKbhXKha 3.5 4

11
tombinationKofKexomeKsequencingKandKimmuneKtestingKconfirmsKricardiYxoutiˆ¤resKsyndromeKtypeK
fKinKaKchallengingKpediatricKneurologyKcaseZKJournalhofhPhysicalhEducationhandhSportshManagementXK
2018XKeXK

2.8 4

10 rutosomalYdominantKearlyYonsetKspasticKparaparesisKwithKbrainKcalcificationKdueKtoKzwzybK
gainYofYfunctionZKHumanhMutationXK2018XKdjXKbahgYbaia 4.7 4

9 xeneticKpolymorphismKinKtdKisKassociatedKwithKprogressionKinKchronicKkidneyKdiseaseKTtèuUKpatientsK
withKzgrKnephropathyKbutKnotKinKotherKcausesKofKtèuZKPLoShONEXK2020XKbfXKeaccibab 3.7 3

(2020-2015)
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8 RδrSvycsKRelatedKrdultYOnsetKznterferonopathyZKJournalhofhClinicalhImmunologyXK2019XKdjXKgcaYgcc 5.7 3

7 siallelicKβutationsKinKβTPrPKrssociatedKwithKaKαethalKvncephalopathyZKNeuropediatricsXK2020XKfbXKbhiYbie1.6 3

6 αrttbKdeficiencyKlinksKjuvenileKarthritisKwithKautophagyKandKmetabolismKinKmacrophagesZKJournalhofh
ExperimentalhMedicineXK2021XKcbiXK 16.6 3

5 ricardiYxoutiˆ¤resKsyndromeKpresentingKwithKhaematemesisKinKinfancyZKActahPaediatricavh
InternationalhJournalhofhPaediatricsXK2009XKjiXKcaafYi 3.1 2

4 βRSukKrKquantitativeKapproachKforKassessingKsuitabilityKofKRδrYseqKinKtheKinvestigationKofK
misYsplicingKinKβendelianKdiseaseZZKAmericanhJournalhofhHumanhGeneticsXK2022XK 11 2

3 tlinicalKReasoningkKrKcfYyearYoldKwomanKwithKrecurrentKepisodesKofKcollapseKandKlossKofK
consciousnessZKNeurologyXK2020XKjeXKjjeYjjj 6.5 1
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