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Abstract

Aims: it has been shown mutations in a gene of base excision repair called MutY homologue
may be associated with an inherited autosomal recessive polyposis with multiple colorectal
adenomas and high-risk for CRC. The most common pathogenic variants of MutYH gene are
homozygous or compound heterozygous mutations Y165C and G382D that approximately
80% of all variants are reported, especially in Europe. also the special population pathogenic
variants in Pakistan (Y90X) and Indian (E466X) has been reported. In this study, it became to
consider pathogenic mutations in the gene MutYH that have a high prevalence in Europe,
India and Pakistan in Iranian patients with hereditary multiple colorectal adenoma or
colorectal carcinoma.

Methods: 30 patients referred to hospitals in Mashhad with multiple colorectal adenoma or
colorectal carcinoma were under 50 years of age and their family pedigree showed autosomal
recessive inheritance pattern, was selected. DNA was extracted from blood samples. The PCR

reaction was optimized for the desired exons. Common mutations have been reported in

Europe and the Indian and Pakistani populations, by PCR-RFLP and sequencing techniques
were investigated and the results were compared with the control group.

Results: In this study, in selected Iranian patients with hereditary multiple colorectal adenoma
or colorectal carcinoma who were referred to hospitals in Mashhad, Mutations investigated
were not.

Conclusion: Conclusions: It can be probably infer that in the Iranian population, there are
especially population mutations that requires investigation full-length gene.
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