Association of TUSC3 gene polymorphisms
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ABSTRACT. TUSC3 interacts with the protein phosphatase 1 and
magnesium ion transport system, which plays an important role in
learning and memory. Abnormal conditions of learning and memory
are common clinical characteristics of mental retardation (MR).
However, the association of TUSC3 genetic polymorphisms with MR
remains unknown. A total of 456 DNA samples including 174 nuclear
families containing MR were collected in the Qinba mountain area of
China. The genotypes of eight tag single nucleotide polymorphisms
of TUSC3 were evaluated with traditional genetic methods. Familybased association tests, transmission disequilibrium tests (TDTs), and
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haplotype relative risk (HRR) analyses were performed to investigate
the association between genetic variants of the TUSC3 gene and MR.
The genetic polymorphisms rs10093881, rs6530893, and rs6994908
were associated with MR (all P values <0.05) based upon the results
of single-site TDT and HRR analyses. The haplotype block consisting
of rs6530893 and rs6994908, harboring the sixth exon of TUSC3, was
also associated with MR (all P values <0.05). This study demonstrated
an association between genetic polymorphisms of the TUSC3 gene
and MR in the Qinba mountain area, the sixth exon of which might
contribute to the risk of MR. However, further studies are needed on the
causal mechanisms in this association.
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