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Screening of susceptible gene to ankylosing spondylitis in a human leucocyte antigen — B27 — negative family by
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ABSTRACT Objective:To screen the ankylosing spondylitis ( AS) — susceptibility gene in a human leucocyte antigen( HLA) - B27 —
negative family. Methods : Fifteen core members in an AS family were enrolled in the study,including 2 AS cases and their peripheral blood
samples were collected for extracting the genomic DNA. The Whole exome sequencing ( WES) was performed on proband and proband’ s
daughter and son. The sequencing data were analyzed for screening the AS — susceptibility gene,which was verified by Sanger sequencing.
Results ; The high — quality sequencing data yielded via WES. A heterozygous frameshift mutation c. 1039delG in exon 10 of RELA gene was
observed. As revealed by Sanger sequencing,the mutation was only present in the genomes of the proband and the proband’ s daughter and
grandson , while not present in other family members. Conclusion : The mutated RELA gene is presumably the AS - susceptibility gene in
this family.
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