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ABSTRACT. COL6A1 and BMP-2 genes have been implicated in 
ossification of the posterior longitudinal ligament (OPLL) susceptibility 
in Japanese and Chinese Han populations. However, no study has yet 
investigated the DNA of unaffected family members of patients with 
OPLL. This study investigated differences in genetic polymorphisms 
of BMP-2 and COL6A1 between Korean patients with OPLL and their 
family members (with and without OPLL). A total of 321 subjects (110 
patients with OPLL and 211 family members) were enrolled in the study. 
Associations between two single nucleotide polymorphisms (SNPs) of 
the BMP-2 gene (Ser37Ala and Ser87Ser) and two SNPs of COL6A1 
[promoter (-572) and intron 33 (+20)] with susceptibility to OPLL of 
the cervical spine were investigated between the two groups (OPLL+ 
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and OPLL-). Of the 321 subjects, 162 had cervical OPLL (50.4%; 110 
patients, 52 family members). There was a familial tendency of OPLL 
in 34 of the 110 families (30.9%). Allele and haplotype frequencies 
of the four SNPs in the BMP-2 and COL6A1 genes did not differ 
significantly between the OPLL+ and OPLL- groups, even when 
excluding participants over 50 years of age. This is the first report 
identifying SNPs of COL6A1 and BMP-2 in Korean patients and 
family members with OPLL. Although allele and haplotype frequencies 
were similar with those of a previous study in Japanese and Chinese 
patients, unaffected family members also showed similar rates of these 
SNPs in the present study. These results suggest that these SNPs may 
not directly influence the expression of OPLL.
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