
1Clinical and Experimental Rheumatology 2024

Clinical tool for monogenic lupus / S.M. Al-Mayouf et al.

Articles identified through 
PubMed database search
  1. GEZGIN YILDIRIM D, BAKKALOĞLU SA: 

Monogenic lupus caused by mutations in 
DNASE1L3: A rare cause of systemic lupus 
erythematosus in children. Scand J Immunol 
2022; 95(6): e13162. 

 https://doi.org/10.1111/sji.13162
  2. AL-MAYOUF SM, AKBAR L, ABDWANI R et 

al.: Performance of the EULAR/ACR 2019 
classification criteria for systemic lupus ery-
thematous in monogenic lupus. Clin Rheu-
matol 2022; 41(9): 2721-27. 

 https://doi.org/10.1007/s10067-022-06209-9
  3. BELOT A, KASHER PR, TROTTER EW et al.: 

Protein kinase cδ deficiency causes mende-
lian systemic lupus erythematosus with B 
cell-defective apoptosis and hyperprolifera-
tion. Arthritis Rheum 2013; 65(8): 2161-71. 
https://doi.org/10.1002/art.38008

 4. SAIT H, GANGADHARAN H, GUPTA A, AG-
GARWAL A, JAIN M, PHADKE SR: Mono-
genic lupus with IgA nephropathy caused by 
spondyloenchondrodysplasia with immune 
dysregulation. Indian J Pediatr 2021; 88(8): 
819-23. 

 https://doi.org/10.1007/s12098-020-03636-x
  5. SU G, LAI J, ZHU J et al.: Analysis of five cas-

es of monogenic lupus related to primary im-
munodeficiency diseases. Inflamm Res 2021; 
70(10-12): 1211-16. 

 https://doi.org/10.1007/s00011-021-01479-6
  6. DASDEMIR S, YILDIZ M, CELEBI D et al.:  

Genetic screening of early-onset patients 
with systemic lupus erythematosus by a 
targeted next-generation sequencing gene 
panel. Lupus 2022; 31(3): 330-37. 

 https://doi.org/10.1177/09612033221076733
  7. TAK AS, SATAPATHY J, JANA M, SINHA A, JAT 

KR, BAGRI NK: Monogenic lupus with ho-
mozygous C4A deficiency presenting as bron-
chiectasis and immune-mediated thrombocy-
topenia. Rheumatol Int 2022; 42(8): 1477-82. 

 https://doi.org/10.1007/s00296-021-04943-y
  8. KARA B, EKINCI Z, SAHIN S et al.: Monogen-

ic lupus due to spondyloenchondrodysplasia 
with spastic paraparesis and intracranial cal-
cification: case-based review. Rheumatol Int 
2020; 40(11): 1903-10. 

 https://doi.org/10.1007/s00296-020-04653-x
  9. LIPHAUS BL, CARAMALHO I, RANGEL-

SANTOS A, SILVA CA, DEMENGEOT J, CAR-
NEIRO-SAMPAIO MMS: LRBA deficiency: a 
new genetic cause of monogenic lupus. Ann 
Rheum Dis 2020; 79(3): 427-28. https://

 doi.org/10.1136/annrheumdis-2019-216410
10. VAN EYCK L, DE SOMER L, POMBAL D et al.: 

Brief report: IFIH1 mutation causes systemic 
lupus erythematosus with selective IgA de-
ficiency. Arthritis Rheumatol 2015; 67(6): 
1592-97. https://doi.org/10.1002/art.39110

11. AKBAR L, ALSAGHEIR R, AL-MAYOUF SM: 
Efficacy of a sequential treatment by beli-

mumab in monogenic systemic lupus erythe-
matosus. Eur J Rheumatol 2020; 7(4): 184-
89. https://

 doi.org/10.5152/eurjrheum.2020.20087
12. CARBONELLA A, MANCANO G, GREMESE E 

et al.: An autosomal recessive DNASE1L3-
related autoimmune disease with unusual 
clinical presentation mimicking systemic lu-
pus erythematosus. Lupus 2017; 26(7): 768-
72. 

 https://doi.org/10.1177/0961203316676382
13. LEI L, MUHAMMAD S, AL-OBAIDI M et al.: 

Successful use of ofatumumab in two cases 
of early-onset juvenile SLE with thrombocy-
topenia caused by a mutation in protein ki-
nase C δ. Pediatr Rheumatol Online J 2018; 
16(1): 61. 

 https://doi.org/10.1186/s12969-018-0278-1
14. AL-MAYOUF SM, ALREEFI HA, ALSINAN TA 

et al.: Lupus manifestations in children with 
primary immunodeficiency diseases: com-
prehensive phenotypic and genetic features 
and outcome. Mod Rheumatol 2021; 31(6): 
1171-78. https://

 doi.org/10.1080/14397595.2021.1886627
15. BATU ED, KOŞUKCU C, TAŞKIRAN E et al.: 

Whole exome sequencing in early-onset 
systemic lupus erythematosus. J Rheumatol 
2018; 45(12): 1671-79. 

 https://doi.org/10.3899/jrheum.171358
16. TIROSH I, SPIELMAN S, BAREL O et al.: 

Whole exome sequencing in childhood-onset 
lupus frequently detects single gene eti-
ologies. Pediatr Rheumatol Online J 2019; 
17(1): 52. 

 https://doi.org/10.1186/s12969-019-0349-y
17. ZOGHI S, ZIAEE V, HIRSCHMUGL T et al.: Ex-

ome sequencing revealed C1Q homozygous 
mutation in pediatric systemic lupus ery-
thematosus. Allergol Immunopathol (Madr) 
2018; 46(6): 594-98. 

 https://doi.org/10.1016/j.aller.2018.02.004
18. ELLYARD JI, JERJEN R, MARTIN JL et al.: 

Identification of a pathogenic variant in 
TREX1 in early-onset cerebral systemic 
lupus erythematosus by Whole-exome se-
quencing. Arthritis Rheumatol 2014; 66(12): 
3382-86. https://doi.org/10.1002/art.38824

19. LEE WF, FAN WL, TSENG MH, YANG HY, 
HUANG JL, WU CY: Characteristics and ge-
netic analysis of patients suspected with 
early-onset systemic lupus erythematosus. 
Pediatr Rheumatol Online J 2022; 20(1): 68. 
https://doi.org/10.1186/s12969-022-00722-6

20. DEMIRKAYA E, ZHOU Q, SMITH CK et al.: 
Brief report: Deficiency of complement 1r 
subcomponent in early-onset systemic lupus 
erythematosus: the role of disease-modifying 
alleles in a monogenic disease. Arthritis 
Rheumatol 2017; 69(9): 1832-39. 

 https://doi.org/10.1002/art.40158
21. YI C, LI Q, XIAO J: Familial chilblain lupus 

due to a novel mutation in TREX1 associated 
with Aicardi-Goutieres syndrome. Pediatr 
Rheumatol Online J 2020; 18(1): 32. 

 https://doi.org/10.1186/s12969-020-00423-y
22. KISLA EKINCI RM, BALCI S, OZCAN D, AT-

MIS B, BISGIN A: Monogenic lupus due to 
DNASE1L3 deficiency in a pediatric patient 
with urticarial rash, hypocomplementemia, 
pulmonary hemorrhage, and immune-com-
plex glomerulonephritis. Eur J Med Genet 

Supplementary Fig. S1. Flow chart outlining systemic review search



2 Clinical and Experimental Rheumatology 2024

Clinical tool for monogenic lupus / S.M. Al-Mayouf et al.

2021; 64(9): 104262. 
 https://doi.org/10.1016/j.ejmg.2021.104262
23. OZÇAKAR ZB, FOSTER J 2ND, DIAZ-HORTA 

O et al.: DNASE1L3 mutations in hypocom-
plementemic urticarial vasculitis syndrome. 
Arthritis Rheum 2013; 65(8): 2183-89. 

 https://doi.org/10.1002/art.38010
24. PAÇ KISAARSLAN A, WITZEL M, UNAL E 

et al.: Refractory and fatal presentation of 
severe autoimmune hemolytic anemia in a 
child with the DNASE1L3 mutation compli-
cated with an additional DOCK8 variant. J 
Pediatr Hematol Oncol 2021; 43(3): e452-
e456. https://

 doi.org/10.1097/mph.0000000000001780
25. NANTHAPISAL S, OMOYINMI E, MURPHY C 

et al.: Early-onset juvenile SLE associated 
with a novel mutation in protein kinase C δ. 
Pediatrics 2017; 139(1): e20160781. 

 https://doi.org/10.1542/peds.2016-0781
26. KISLA EKINCI RM, BALCI S, BISGIN A, ALTIN-

TAS DU, YILMAZ M: A homozygote TREX1 
mutation in two siblings with different phe-
notypes: chilblains and cerebral vasculitis. 
Eur J Med Gene. 2017; 60(12): 690-94. 
https://doi.org/10.1016/j.ejmg.2017.09.004

27. ALMLÖF JC, NYSTEDT S, LEONARD D et al.: 
Whole-genome sequencing identifies com-
plex contributions to genetic risk by variants 
in genes causing monogenic systemic lupus 
erythematosus. Hum Genet 2019; 138(2): 
141-50. 

 https://doi.org/10.1007/s00439-018-01966-7
28. MISZTAL MC, LIAO F, COUSE M et al.:        

Genome-wide sequencing identified rare ge-
netic variants for childhood-onset monogen-
ic lupus. J Rheumatol 2023; 50(5): 671-75. 
https://doi.org/10.3899/jrheum.220513

29. HARTL J, SERPAS L, WANG Y et al.: Auto-      
antibody-mediated impairment of DNASE1L3 
activity in sporadic systemic lupus erythema-
tosus. J Exp Med 2021; 218(5): e20201138. 

https://doi.org/10.1084/jem.20201138
30. SHUKLA A, GAUR P: Hereditary C1 inhibitor 

deficiency associated with systemic lupus er-
ythematosus. Lupus 2020; 29(11): 1456-60. 
https://doi.org/10.1177/0961203320935980

31. BAHRAMI T, VALILOU SF, SADR M et al.: 
PTPN22 gene polymorphisms in pediatric 
systemic lupus erythematosus. Fetal Pediatr 
Pathol 2020; 39(1): 13-20. https://d

 oi.org/10.1080/15513815.2019.1630873
32. KALLEL-SELLAMI M, BAILI-KLILA L, ZER-

ZERI Y et al.: Pediatric systemic lupus ery-
thematosus with C1q deficiency. Ann NY 
Acad Sci 2007; 1108: 193-96. 

 https://doi.org/10.1196/annals.1422.021
33. CHOU J, HSU JT, BAINTER W, AL-ATTIYAH R, 

AL-HERZ W, GEHA RS: A novel mutation in 
NCF2 associated with autoimmune disease 
and a solitary late-onset infection. Clin Im-
munol 2015; 161(2): 128-30. 

 https://doi.org/10.1016/j.clim.2015.08.003


