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Introduction: Systemic sclerosis (SSc) is a connective tissue disease of unknown etiology,
characterized by a triad of vascular injury, autoimmunity and tissue fibrosis. It is known that
a positive family history is the greatest risk factor already identified for the development of
SScin a given individual. Preliminary observation of a high prevalence of polyautoimmunity
and of familial autoimmunity in SSc patients support the idea that different autoimmune
phenotypes may share common susceptibility variants.

Objectives: To describe the frequency of familial autoimmunity and polyautoimmunity in
60 SSc patients in the Midwest region of Brazil, as well as to report the main autoimmune
diseases observed in this association of comorbidities.

Methods: A cross-sectional study with recruitment of 60 consecutive patients selected at
the Rheumatology Department, University Hospital, Medicine School, Federal University of
Mato Grosso do Sul (FMUFMS), as well as interviews of their relatives during the period from
February 2013 to March 2014.

Results: A frequency of 43.3% of polyautoimmunity and of 51.7% of familial autoimmunity
in SSc patients was found. Patients with the presence of polyautoimmunity and famil-
ial autoimmunity presented primarily the diffuse form of SSc, but this indicator did not
reach statistical significance. The autoimmune diseases most frequently observed in polyau-
toimmunity patients were: Hashimoto’s thyroiditis (53.8%), Sjogren’s syndrome (38.5%), and
inflammatory myopathy (11.5%). The main autoimmune diseases observed in SSc patients’
relatives were: Hashimoto’s thyroiditis (32.3%), rheumatoid arthritis (22.6%), and SLE (22.6%).
The presence of more than one autoimmune disease in SSc patients did not correlate with
disease severity or activity.
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Conclusions: From the high prevalence of coexisting autoimmune diseases found in SSc

patients, we stress the importance of the concept of shared autoimmunity, in order to pro-

mote a continued vigilance and promptly diagnose other possible autoimmune disease in

patients, or in their kin.

© 2016 Elsevier Editora Ltda. This is an open access article under the CC BY-NC-ND license
(http://creativecommons.org/licenses/by-nc-nd/4.0/).

Autoimunidade familial e poliautoimunidade em 60 pacientes portadores
de esclerose sistémica da regido Centro-Oeste do Brasil

RESUMO

Introdugdo: A esclerose sistémica (ES) é uma enfermidade do tecido conjuntivo de etiolo-
gia desconhecida, caracterizada pela triade de injuria vascular, autoimunidade e fibrose
tecidual. Sabe-se que uma histéria familiar positiva representa o maior fator de risco ja iden-
tificado para o desenvolvimento da ES em um determinado individuo. Observagdo prévia
de alta prevaléncia de poliautoimunidade e de autoimunidade familiar em pacientes com
ES, reforca a ideia de que fenétipos autoimunes distintos podem dividir variantes comuns
de susceptibilidade.
Objetivos: Descrever a frequéncia de autoimunidade familiar e de poliautoimunidade em 60
pacientes com ES da regido Centro Oeste do Brasil, bem como relatar as principais doengas
autoimunes observadas nesta associa¢do de comorbidades.
Meétodos: Realizou-se um estudo transversal com recrutamento de 60 pacientes consecu-
tivos, selecionados no Servico de Reumatologia do Hospital Universitario da Faculdade de
Medicina da Universidade Federal de Mato Grosso do Sul (FMUFMS), bem como entrevista
de seus parentes, durante o periodo de fevereiro de 2013 a marco de 2014.
Resultados: Foi encontrada uma frequéncia de 43,3% de poliautoimunidade e de 51,7%
de autoimunidade familiar nos pacientes com ES. Os pacientes com presenca de poliau-
toimunidade e de autoimunidade familiar eram principalmente da forma difusa de ES,
porém este indice ndo atingiu significancia estatistica. As doencas autoimunes mais comu-
mente observadas nos pacientes com poliautoimunidade foram: tireoidite de Hashimoto
(53,8%), sindrome de Sjogren (38,5%) e miopatia inflamatéria (11,5%). As principais doencgas
autoimunes observadas nos parentes dos pacientes com ES foram: tireoidite de Hashimoto
(32,3%), artrite reumatdide (22,6%) e LES (22,6%). A presenca de mais de uma enfermidade
autoimune em pacientes com ES ndo se correlacionou com maior gravidade ou atividade da
doenca.
Conclusdes: A partir da alta prevaléncia encontrada de doencas autoimunes coexistentes em
pacientes com ES, salientamos a importéancia do conceito de autoimunidade compartilhada,
de forma a promover uma vigildncia constante e diagnosticar prontamente uma possivel
outra doenca autoimune nos pacientes ou em seus familiares.

© 2016 Elsevier Editora Ltda. Este é um artigo Open Access sob a licenca de CC

BY-NC-ND (http://creativecommons.org/licenses/by-nc-nd/4.0/).

Introduction

involvement, besides affecting multiple internal organs, for
instance, lungs, heart and gastrointestinal tract, as well as
musculoskeletal manifestations.>*

Systemic sclerosis (SSc) is a disease of the connective tissue
with an autoimmune character, and with extreme heterogene-
ity in its clinical presentation, with involvement of multiple
systems and following a varied and unpredictable course.’ Its
etiology remains unknown, and a multifactorial cause is sug-
gested; possibly SSc is triggered by environmental factors in a
genetically predisposed individual.?

The hallmark of SSc is the occurrence of microvascu-
lopathy, fibroblast activation and an excessive production
of collagen.® This is a unique condition, because it displays
features of three distinct pathophysiological processes, the
so-called triad of vascular injury, autoimmunity (cellular
and humoral), and tissue fibrosis, leading to cutaneous

The genetic component of autoimmune diseases is repre-
sented by the increased risk of developing SSc in twin brothers
of affected individuals.>* Basically, SSc is not a genetic dis-
order, but there is consensus that, actually, the disease has
a genetic component based on reports of monozygotic twins
with a propensity to SSc.”

In 1953, Rees and Bennett® described the first case of local-
ized scleroderma in a father and his daughter. Later, several
reports of familial scleroderma in different populations and
family relationships were published.?>’ Moreover, an associ-
ation between HLA and SSc has been described.>#?

A positive family history is the greatest risk factor ever
identified for the development of SSc in a given individual.®'°
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