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Transcriptome analysis of innate immunity-related genes in tonsils of children
with PFAPA syndrome
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We tried to identify the involved innate immune ﬂathways using the mRNA
expression profiles of innate immunity-related genes in the tonsils of children with PFAPA. Unbiased
hierarchical clustering analysis revealed that the patients could be classified into 2 distinct
subtypes. One distinct gene cluster was identified as being characteristic of each endotype.
Upstream regulator analysis indicated that activation of TLRs, IFN-y production and decrease in 1,
25-dihydroxyvitamin D are the putative immune pathways for the induction of endotype-specific genes.
Moreover, several clinical manifestations were significantly different between the endotypes,
suggesting the presence of endotype-related phenotypes in PFAPA.
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Periodic fiver, aphthous stomatitis, pharyngitis and cervical adenitis syndrome (PFAPA
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