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Background Rheumatoid arthritis (RA) is a complex disorder
with genetic component that has been suggested by familial
aggregation, twin studies, and segregation analysis. Early we
show that the type of the inheritance of RA corresponded to a
single autosomal two-alleles locus model with incomplete pene-
trance. This model was used in our study for parametric linkage
analysis candidate genes: HLA, T-cell receptors (TCRA, TCRB,
TCRD), Col1A2, Col2A1. Lod scores were negative (less than –

2.0) for HLA, TCRB, Col1A2 and Col2A1 loci.
Objectives To identify a new RA susceptibility genes to lying
inside 14 q11.1–11.2 chromosomal segment.
Methods We conducted a study in 25 multiplex RA families, 10–
15 of them were informative for linkage analysis. The polymor-
phism of TCRD and TCRA genes, D14S261 and D14S283
microsatellites were investigated by single-strand conformation
polymorphism. The TCRD point variation (TCRDpv) was con-
firmed by restriction fragment length polymorphism.
Results Lod scores (LS) were calculated at standard recombina-
tion fractions. The summarised LS for informative families are
presented below: D14S261 – LS = +1.50 (RF = 0), TVRD –

LS = +1.65 (RF = 0.05), TCRDpv – LS = +0.65 (RF = 0),
TCRA – LS = +0.94 (RF = 0), D14S283 – LS = +0.1 (RF =
0.1).
Conclusion These findings show evidence that 14 q11.1–11.2
are bands which may contain one of the RA susceptibility genes.
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Background

Objectives To determine whether 1) the frequency of vitamin D
receptor (VDR) polymorphisms in the rheumatoid arthritis (RA)
patient group is different from that of the control group; and 2)
there is a relationship between VDR genotypes vs the radio-
graphic severity of RA and bone mineral density (BMD) in RA
patients in Korea.
Methods The VDR genotype was determined by using polymer-
ase chain reaction and by digestion with three restriction
enzymes Taq I and Bsm I in elderly female controls (n = 78)
and RA patients (n = 97). Hand X-rays were scored by Larsen’s
method and femoral neck BMD was measured by dual energy
X-ray absorptiometry in RA patients.
Results VDR genotypic distributions in Koreans were much dif-
ferent from those of Caucasians in both the control and RA
group. In particular, “tt” and “BB” alleles were very rare, unlike
the distribution in Caucasian population. No significant differen-
ces in VDR genotypic frequency were observed between the

control group and the RA group. In addition, no significant rela-
tionship was found between the VDR genotypes and radio-
graphic scores of RA, nor between the VDR genotypes and
BMD in RA patients.

Abstract AB0003 Table 1

Controls (n = 78) RA patients (n = 97)

TT 70(90%) 87(90%)

Tt 8(10%) 10(10%)

tt 0(0%) 0(0%)

BB 0(0%) 1(1%)

Bb 9(12%) 12(12%)

bb 69(88%) 84(87%)

Comparison of VDR genotypic frequencies between control group and RA group.

Conclusion The distribution of VDR polymorphisms in RA
patients is not different from that of the controls. The VDR
polymorphisms do not significantly correlate with the radio-
graphic severity of RA, nor with BMD in Korean RA patients.
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Background HLA-B27 is strongly associated with ankylosing
spondylitis (AS) and most studies in the last years suggest that
B27 molecule itself could be directly involved in the aetiology of
AS. On the other hand, some studies suppose existence of addi-
tional gene involved in AS. That gene could also be located
inside the HLA region.
Objectives The aim of this study was to analyse the polymor-
phism at neighbouring HLA-loci in the group of B27 positive AS
patients and B27 positive unrelated healthy individuals.
Methods All 52 B27 positive AS patients and 32 B27 positive
controls were DNA typed for B27 subtypes, Cw and DRB1
alleles by PCR-SSP method.
Results Three different ancestral haplotypes were found in the
patient group: B*2705-Cw*0202 (82.3%), B*2705-Cw*0102
(13.8%), and B*2705-Cw*0202 (6.9%). Comparison between
patients and controls did not show any significant differences.
Analysis of distribution of DRB1 alleles revealed that DRB1*01
allele was the most present allele among B*27 positive individu-
als (21.5% in AS group and 23.4% in control group).
DRB1*0301 allele was significantly more frequent in patients
than in controls (9.6% vs. 1.6%; p = 0.03), while lower fre-
quency of DRB1*0701 allele among patients is marginally signif-
icant (1.9% vs 7.8%; p = 0.055). Furthermore, the linkage
disequilibrium between observed between second most frequent
allele (DRB1*16) and B*27 has to be noted as characteristic for
our population.
Conclusion Our results suggest that HLA-Cw alleles are not
involved in aetiology of AS. The possible role of some DRB1
alleles, as well as non HLA markers around HLA-B locus in nec-
essary to confirm on a larger group of B27 positive individuals.
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