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(2-glycoprotein I ((2GPI) is a phospholipid-binding protein thought to be involved in the regulation of the coagulation cascade. To date, four point mutations have been well characterized in the (2GPI gene at positions 88 (Ser/Asn), 247 (Val/Leu), 306 (Cys/Gly), and 316 (Trp/Ser). In this study, we analyzed the four polymorphisms in 166 healthy Irish individuals using polymerase chain reaction followed by allele-specific restriction enzyme digestion using Tsp509I, RsaI, NsiI, and BstBI (New England Biolabs Inc, Berverly, MA, USA). The frequencies for the four tested mutations in our normal controls are similar to those reported in the literature (at position 88: 87.3% Ser/Ser, 11.4% Ser/Asn, 1.2% Asn/Asn; at position 247: 52.4% Val/Val, 34.9% Val/Leu, 12.7% Leu/Leu; at position 306: 95.2% Cys/Cys, 4.8% Cys/Gly; at position 316: 91.0% Trp/Trp, 9.0% Trp/Ser). No homozygousity with the mutated alleles at positions 306 or 316 has been found in our study, whereas homozygousity with the mutated allele at positions 247 is quite common. The study confirms that the previously reported frequencies of (2GPI polymorphisms are also present in a Western European Irish population. Amino acid differences in the (2GPI gene can affect the overall structure of the molecule and therefore the nature of the conformational alterations that (2GPI is thought to undergo following interaction with phospholipids. The exact effects of these mutations either on the levels, the binding properties, the functions, or the antigenicity of plasma (2GPI, remain unclear.

