A case of Adult onset Still's Disease (AOSD) caused by a novel
splicing mutation in TNFAIP3 successfully treated with tocilizumab
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TNFAIP3 encodes the NF—kB regulatory protein A20. High—-penetrance heterozygous germline mutations in TNFAIP3 have been recently
described to cause a novel systemic autoinflammatory disorder due to haploinsufficiency of A20 and inadequate inhibition of NF-«xB
pathway."? The majority of patients have presented with Behcet's disease-like phenotype characterised by recurrent oro—genital ulcers,
uveitis and arthralgia. Here we describe a patient who presented with AOSD but found to have a novel splicing mutation in TNFAIP3
causing A20 haploinsufficiency
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Mutation of the terminal nucleotide in
exon 7 produces frame shift stop codon.
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32 year old female presented at age 16

e Ongoing systemic inflammatory response
e Continued urticarial-like rash

e Resolved abdominal pain

e Large joint polyarthritis

e High fever
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Corticosteroids in combination with DMARD'’s
- Failed to respond
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IL-6 inhibition (tocilizumab)
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Both children have episodic sterile fevers

associated with pharyngitis and cervical
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published; one presenting with ALPS-like disordered, and another with ATP )
complex autoimmunity. Our case adds to the expanding spectrum of 00- 800-
clinical phenotypes associated with A20 haploinsufficiency.
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