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Abstract

Investigation of TBX21 -1514T>C Polymorphism in Iranian Patients
with Multiple Sclerosis

Fatemeh Akbarian

Multiple Sclerosis (MS) is a T- cell mediated autoimmune disease of the
central nervous system, where genetic susceptibility, environmental factors, and
immunological defects might play a key role in its pathogenesis. The immune system
and its involved genes take part in the pathogenesis of MS. Considering the
autonomous activity of Thl cells as one reason for MS, many evaluations have been
done on T-bet transcription factor. TBX21, which encodes T-bet factor, is a critical
regulator of the commitment to the Thl lineage and IFN-y production. Considering the
presence of -1514T>C polymorphism in the promoter region of TBX21 gene, which
has been demonstrated to have significant association with other autoimmune diseases,
it might be reasonable to investigate its association with susceptibility to MS. In the
present study, we analyzed the genotypic frequencies of -1514T>C polymorphism
between the 248 Iranian MS patients and the 163 healthy controls. By applying SSCP-
PCR technique, the single strand conformation patterns of the amplicons were
compared and sequenced. As a result, strong association between the wild -1514T
allele and MS susceptibility was confirmed with the allelic frequency of 99.6% in
patients vs. 95.1% in controls (P= 0.002), and thus the CC genotypic frequency of the
TBX21 polymorphism (-1514T >C) reported protective effect against the disease
(P=0.014). In conclusion, the results of this study suggest that the specific -1514T>C
polymorphism of the TBX21 gene might be associated with the susceptibility to MS.

However, further research is required to clarify the role of TBX21 gene in MS.

Keywords: Multiple Sclerosis, TBX21, -1514T>C Single Nucleotide Polymorphism,
SSCP-PCR Technique.
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