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Resumo

Palavras-chave

Introducéo - As espondiloartropatias formam um grupo de doencas
que compartilham algumas caracteristicas clinicas e genéticas. Do
ponto de vista clinico, as manifestacbes sédo, frequentemente,
heterogéneas. E constituido pelas seguintes doencas: espondilite
anquilosante, artrite psoriasica, artrite reativa e artrite associada a
doenca inflamatodria intestinal (Doenca de Crohn/colite ulcerativa). A
associacdo destas doencas e especialmente da espondilite
anquilosante com o HLA B27, € muito poderosa, o que fez pensar
gue esta molécula tem um papel importante na sua patogénese.
Objectivo- Foi objectivo deste trabalho avaliar a frequéncia do
antigénio HLA-B27 nas populacbes de doentes ainda sem
diagnéstico e provenientes da consulta de reumatologia, em
doentes com espondilite anquilosante comparando-as com a
distribuicdo da frequéncia numa populacdo saudavel. Constituiu
ainda objectivo, verificar e comparar a distribuicdo das frequéncias
dos alelos HLA-B*27, entre os individuos HLA-B27+.

Material e Métodos - Para a realizacdo desta avaliacdo foram
definidos 3 grupos populacionais: no grupo 1 foram incluidos
doentes provenientes do servico de reumatologia do centro
Hospitalar e Universitario de Coimbra, ainda sem diagndstico
atribuido enquanto que o grupo 2 foi constituido por doentes com o
diagnostico de espondilite anquilosante estabelecido. O grupo 3
serviu como controlo e era constituido por dadores saudaveis,
representativos da populagéo portuguesa.

O ADN foi extraido de sangue periférico com recurso ao reagente
MagAttract® DNA Blood Midi M48 kit. A pesquisa de HLA-B*27 foi
executada por amplificacdo dos 2° e 3°%ex0es do gene HLA-B
usando o reagente LABType® SSO Typing Tests da One Lambda®.
As amostras HLA-B27+ foram submetidas a sequenciagao capilar
automatica para determinacdo dos alelos HLA-B*27 com o kit
SeCore® Express HLA Sequence-Based typing da One Lambda.
Resultados - Na populacdo doente com EA foi encontrada uma
elevada frequéncia antigénio HLA-B27 (93%). Nos grupo 1, a
frequéncia do B27 foi nitidamente inferior a do grupo 2 (EA) mas,
quando comparada com a frequéncia na populacdo saudavel,
mostrou-se significativamente superior (13% versus 5%). J& no que
respeita a avaliacdo da frequéncia alélica, o alelo HLA-B*27:05 foi o
mais frequente nos 3 grupos estudados.

Conclusdo - A forte associacdo HLA-B27 com espondilite
anquilosante foi verificada e a sua frequéncia foi semelhante a
reportada noutros estudos. Também a nivel alélico, verificou-se que
o alelo mais frequente nas populacdes estudadas é o HLA-*27:05.

espondilite anquilosante, HLA-B27, alelos HLA-B*27



Abstract

Introduction - Spondyloarthropathies are a group of diseases that
share some clinical and genetic characteristics. From the clinical
point of view, the manifestations are often heterogeneous. It
consists of the following diseases: ankylosing spondylitis, psoriatic
arthritis, reactive arthritis and arthritis associated with inflammatory
bowel disease (Crohn's disease / ulcerative colitis). The association
of these diseases and especially of ankylosing spondylitis with HLA
B27, is very powerful, which made think that this molecule plays an
important role in its pathogenesis.~

Objective - The aim of this study was to evaluate the frequency of
HLA-B27 antigen in the populations of patients who were not yet
diagnosed and coming from the clinical consultation of
rheumatology, in patients with ankylosing spondylitis, comparing
them with frequency distribution in a healthy population. It was also
an objective to verify and compare the frequency distribution of
HLA-B * 27 alleles among HLA-B27 + individuals.

Material and Methods - Three population groups were defined:
group 1, patients from the rheumatology department of the Hospital
and University of Coimbra, still without assigned diagnosis, while
group 2 was composed of patients with the established diagnosis of
ankylosing spondylitis. Group 3 served as control and consisted of
healthy donors, representative of the Portuguese population.

DNA was extracted from peripheral blood using the MagAttract®
DNA Blood Midi M48 kit. HLA-B * 27 screening was performed by
amplification of the 2nd and 3rd HLA-B gene samples using One
Lambda® LABType® SSO Typing Tests reagent. The HLA-B27 +
samples were subjected to automatic capillary sequencing for
determination of the HLA-B * 27 alleles with the One Lambda
SeCore® Express HLA Sequence-Based typing Kkit.

Results - In the patient population with AS, a high HLA-B27 antigen
frequency (93%) was found. In group 1, the frequency of B27 was
markedly lower than that of group 2 (AE) but, when compared to the
frequency in the healthy population, it was significantly higher (13%
versus 5%). Regarding the evaluation of allelic frequency, the HLA-
B * 27: 05 allele was the most frequent in the 3 groups studied.
Conclusion - The strong association HLA-B27 with ankylosing
spondylitis was verified and its frequency was similar to that
reported in other studies. Also at the allelic level, the most frequent
allele in the studied populations was HLA- * 27: 05.

Key words: ankylosing spondylitis, HLA-B27, HLA-B*27 alleles
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