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TRNT1 functional analysis for the Pathological Understanding of SIFD
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During study period, the following findings were made:
1. In PBMC of the patient, TRNT1 was expressed at a lower level than in healthy individuals, even
though it was the same size.This was due to its constant degradation by the proteasome because of
its Instability.2.Patient fibroblasts exhibited increased drug-induced endoplasmic reticulum (ER)
stress compared to healthy fibroblasts.3_.TRNT1 siRNA knockdown in immortalized fibroblasts also
showed increased ER stress, which was alleviated by the chemical chaperone 4-phenylbutyric acid. 4.
When TRNT1 was knocked down in mouse macrophage-like Raw cells, there was an increase in TNF
production and NF-kB signaling.
From the above, it was su?gested that in SIFD (Sideroblastic Anemia with B-cell Immunodeficiency,
Periodic Fevers, and Developmental Delay), enhanced ER stress response occurs, which is likely
involved in the pathogenesis of the disease.
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