RELA-Associated Autoinflammatory Disease (RAID)
— Clinical Case Studies and Therapeutic Approaches
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Figure 1: Simplified schematic presentation of TNF-alpha/NF-kB pathway

Il CASE PRESENTATION:

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

#| AGE/SEX ONSET GENETIC VARIANT SYMPTOMS TREATMENT RESPONSE
1 |17 yearold |Childhood |c.1515 1516del Ulcers, rash, headache, Immunosuppression: |Minimal response to
female p(Ala507Profs*25) joint pain, fatigue - Etanercerpt Etanercerpt
- Baricitinib
- (Adalimumab)
2 |2 yearold 4 Month ¢.592C>G Fever None Self-limiting course of
male p(Arg198*) disease
3 |1.5yearold |Infancy c.506C>G Severe enteropathy, Immunosuppression: |Significant
female p(Ser169*) lymphadenopathy, - Dupilumab improvement
eczema Diet

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

11l CONCLUSION:

® Inborn errors of the NF-kB pathways underlie various clinical phenotypes

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

® Management strategies include dietary recommendations, TNFa -blockade and JAK-inhibition and must be carefully tailored to each
patient’s clinical manifestations

® Long-term disease course remains to be seen
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