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Anassociation study between OPHN1 gene rs492933 polymorphism
and mental retardation in children of the Qinba Mountain region
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Abstract: The OPHNL1 gene encodes a Rho-GTPase activating protein (RhoGAP), and mutations in OPHNL1 are responsible
for non-specific X-linked mental retardation (NSMR). A SNP located in the 5 <untranslated region (UTRs) of OPHN1
(rs492933) was examined by PCR-RFLP to assess its contribution to cognitive ability in 234 unrelated healthy and MR
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children in the Qinba Mountain region in Shaanxi. The allelic frequencies of rs492933 were 0.826 for the C allele and 0.174

for the T allele. Genotype frequencies and allelic frequencies were not significantly different between the MR and the con-

trols, or between the borderline group and the controls. In conclusion, there is no association between the OPHN1 gene

polymorphism and NSMR in the Qinba Mountain region children.
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Table 1 Distribution of OPHN1 gene rs492933 polymorphism in Han population in Qinba Mountain in terms of genotype and

allelic frequencies

Genotype frequency (%)

Allele frequency (%)

Sex N
cC CT T C T
Males 129 74 (0.574) 51(0.395) 4(0.031) 199(0.771) 59(0.229)
Females 105 94 (0.895) 11(0.105)
Total 234 74 (0.574) 51(0.395) 4(0.031) 293(0.807) 70(0.193)
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Table 2 Genotype and allelic frequency of rs492933

x*(P value)
Genotype frequency (%) Allele frequency (%) MR vs. Co. Bo. vs Co. Odds ratio
Sex N 95% ClI
CC CT TT C T CCvsCT&TT CvsT CCvsCT&TT CvsT (95% CI)
Females
MR 43 28 15 0  71(0.83) 15(0.17)
0.54 1.15 1.32 0.64 0.68 1.34
Bo. 29 183 15 1 4071) 17(0.29) (0.46) (0.28) (0.25) (042)  [0.34~1.38] [0.66~2.72]
Co. 57 33 21 3 87(0.76) 27(0.24)
Males
MR 29 28(0.97) 1(0.00)
3.33 0.77 0.27 0.63
Bo. 17 14(0.82)  3(0.18) (0.07) (039)  [0.06-1.21] [0.22~1.78]
Co. 59 52(0.88) 7(0.12)
MR: ; Bo: ; Co:
MR: Mental retardation; Bo: Borderline; Co: Controls.
OPHN1 X , PCR-RFLP SNPs rs492933
MR C 0.826, T 0.174,
MR
MR 1
rs12838002 rs5918811
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