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Background and importance

The lymphoproliferative autoimmune syndrome caused by cytotoxic T-lymphocyte antigen
4 (CTLA-4) insufficiency is characterized by immune dysregulation, haploinsufficiency and
multi-organ disorders. This condition is classified as rare disease and no drugs are registered
for the treatment yet. = Abatacept, an anti-rheumatic agent, selectively modifies and
inhibits a key-stimulating signal which can activate T-lymphocytes. The effect produced is a
dose-dependant reduction on serological interleukins (2 and 6), TNFa and other factors
preventing T-lymphocytes activation.
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Conclusion and Relevance

Abatacept use in CTLA-4 mutations on T reg may represent a valid chance with positive
disease regression. The observation of a single patient does require more studies and
applications to detect a possible systematic use of the drug for the treatment of this rare
condition. Further studies will be implemented to study and analyse the long-term effect of
abatacept on VOUS mutations of T reg.
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