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II CASE PRESENTATION:

III CONCLUSION:

Table 1: Overview of patient characteristics, genetic findings and treatment approach

I BACKGROUND:
• RELA haploinsufficiency results in TNF-dependent chronic 

mucocutaneous ulceration and autoimmune disorders

• Enhanced TLR7-driven secretion of type I interferons (IFNS) 

and interferon-stimulated gene expression play key role in 

disease pathophysiology

• Dominant-negative variants in RELA present novel form of type 

I interferonopathy with systemic auto-inflammatory and 

autoimmune manifestations

• To date individuals from only eight families have been 

described in literature

Figure 1: Simplified schematic presentation of TNF-alpha/NF-kB pathway 

The role of TNFα in RELA Def.

TNFα

Are recruited by
TRADD

INFLAMMATION

RIP AND
TRAF2

ONLY RIP 
FADD

APOPTOSIS

Are recruited by
TRADD

CASPASE
CASCADE

NF-KB Activation
RELA / p50

CELL DEATH CELL SURVIVAL

• Inborn errors of the NF-κB pathways underlie various clinical phenotypes

• RELA-associated autoinfammatery disease (RAID) shows great heterogeneity in clinical presentation

• Management strategies include dietary recommendations, TNFα -blockade and JAK-inhibition and must be carefully tailored to each 

patient´s clinical manifestations

• Long-term disease course remains to be seen

We compare three non-related cases of RAID treated in pediatric rheumatology departments in Germany:
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