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Abstract: Objective: To improve the understanding of Haploinsufficiency of A20 ( HA20) in order to reduce the misdiagnosis and missed diagnosis. Method:
A girl with HA20 was admitted to Xi 'an Children's Hospital in May 2021, then her clinical data including the clinical manifestation, diagnosis, treatment
process, genetic test results, prognosisand follow—up observation were retrospectively analyzed. Results: The girl, one year and nine months old, her clinical
presentation was pain and swelling of the right ankle joint with limited movement and intermittent fever. Systemic Lupus Erythematosus was considered in
the initial clinical stage of disease, while in view of the history of recurrent oral ulcer and respiratory tract infection since the child was 6 months old
after birth, in addition her father also suffered from recurrent oral ulcer, so the gene was perfected in admission period. The gene report suggested that
there was a heterozygous mutation in TNFAIP3 gene, c.1494C > A (p.C498x ) , her father was heterozygous mutation in this site, and her mother was no mutation.
According to the gene result, HA20 was confirmed. In following combination for multi—target treatment plan, the patient was administrated to Thalidomide,
Ibuprofen, and Adalimumab ( TNF-a antagonist) was carried on by subcutaneous injection. After 3 months, the children's joints moved freely and the digestive
tract ulcer disappeared. Conclusion: HA20 is an autosomal dominant genetic disease, which manifestations were clinical diversity such as an early onset,
recurrent oral ulcer, intermittent fever, rash, joint symptoms and gastrointestinal symptoms etc. Clinical physicians should pay attention to some clues
for instance a young onset age and multiple system involvement, should be alert to the rare disease and complete genetic detection as soon as possible.
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