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ASSOCIATION OF OSMR GENE VARIANTS RS2278329  
AND RS2292016 WITH DERMATOMYOSITIS AND SYSTEMIC 

LUPUS ERYTHEMATOSUS IN BULGARIAN PATIENTS
J. Pozharashka1, R. Bozhilova2, M. Hristova3, Z. Kamenarska2, D. Kalinova4, A. Vinkov5,  
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Abstract. Introduction: The precise nature of dermatomyositis (DM) and systemic lupus 
erythematosus (SLE) is not yet fully understood, although it is recognized that various 

the predisposition to DM and SLE in Bulgarian patients. Materials and methods: A total 
of 126 individuals were included in the study – 62 patients with SLE, 64 with DM, and 95 
healthy unrelated controls. Genotyping was performed using TaqMan assays. Results: 
The analysis revealed that the minor allele frequency was low. None of the genetic variants 

-
sociated with these conditions. Conclusions: 

or systemic lupus erythematosus in Bulgarian patients.
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INTRODUCTION

Dermatomyositis (DM) is an uncommon auto-
immune disorder that falls under the category 

This condition presents with muscle weakness and 

-

-
tentially life-threatening autoimmune disease that 

-
ing autoimmune reactions. Numerous studies are 

-
morphisms as potential factors contributing to the in-

Oncostatin M (OSM) is a multifunctional cytokine 

produced primarily by activated T lymphocytes and 

-

-

which subsequently trigger downstream signaling 
pathways involving signal transducer and activator of 

kinase (PI3K)/AKT (also known as protein kinase B 

expression has been associated with increased skin 

-

The aim of this research was to assess whether 
the OSMR gene variants rs2278329 (Asp553Asn) 

and rs2292016 (-100G/T) are associated with an 

among Bulgarians.

MATERIALS AND METHODS

Clinical Material

A total of sixty-four individuals diagnosed with DM 

were women. The median age at the time of enroll-

82 years. Participants had been monitored for ap-
proximately 10 years at the Department of Derma-

Bulgaria.

from 15 to 78 years. These patients had also been 
under observation for about 10 years at the Depart-

nephritis ranging from classes I to VI.

control samples were obtained from the BioBank of 
the Molecular Medicine Center and the National Ge-

Genetic Analysis

This research was conducted in full compliance with 
the principles outlined in the Declaration of Helsinki 
for studies involving human participants. Ethical ap-
proval was granted by the local institutional ethics 
committee. All participants provided written informed 

blood samples were collected for DNA extraction. 
Genomic DNA was isolated from peripheral blood us-

-
tion Module I (Chemagen AG).

Single Nucleotide Polymorphism Analysis

Genotyping of the OSMR variants rs2278329 (As-
p553Asn) and rs2292016 (-100G/T) was performed 
using the ThermoFisher TaqMan genotyping assay 

-
crimination was conducted using the version 2.0.5 of 
Applied Biosystems 7500 software.
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Statistical Analysis
Allele and genotype frequencies were compared 

2

Weinberg equilibrium.

RESULTS

Both polymorphisms are in Hardy-Weinberg equi-

a frequency of about 3% and the frequency of the 
rs2292016T is even lower – about 1%. No gender 

nor among the controls.

The two polymorphisms showed similar allele dis-

-

and the controls.

The data are presented in Table 1 and 2. The low fre-
quency of the minor alleles does not allow us to study 
their association with the clinical features.

DISCUSSION

-

and lymph nodes. It plays a role in keratinocyte pro-
-

-

rs2278329 minor alleles occur at a frequency of 

Table 1. Demographic and clinical data

Disease DM SLE

parameters
41/23 51/11

Cl
ini

ca
l p

ar
am

ete
rs

Malar rash
Discoid rash
Arthritis

Serositis
Renal disease

Table 2. 
and controls

Genotype Dermatomyositis Systemic lupus erythematosus Controls
rs2278329
  GG
 GA
 AA
 
  G
 A

rs2292016
 GG
 GT
 TT

 G
 T
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2). The low incidence of the polymorphic alleles and 
the small number of patients analyzed does not al-

were found associated with various autoimmune and 
-
-

The rs2292016 G/T+T/T genotypes were with an in-

The polymorphism did not relate to the susceptibility 

such as the sicca syndrome and the presence of anti-

The rs2292016 polymorphism was found to be as-
sociated with delayed cardiomyopathy and its poor 

-
-

skin disease associated with severe pruritus and am-

Germline biallelic loss-of-function OSMR variants 

Several in vitro studies have demonstrated that On-
costatin M possesses tumor-suppressive properties 
by inhibiting the proliferation of various cancer cell 

-

has been linked to a loss of responsiveness to OSM 
-

morphisms were found to be associated with higher 

found to be associated with clinicopathologic char-
acteristics of the tumor growth and multifocality de-
velopment in papillary thyroid cancer in the Korean 

-

-
-

Most of the studies conducted to date have focused 

-

-
gests they could contribute to a larger genetic pattern 

CONCLUSION

the OSM receptor (OSMR) single nucleotide polymor-
phisms on the susceptibility or clinical progression of 

-

studies with more patients will be needed to better 
understand the role of these genetic variations in the 
development and clinical manifestations of systemic 
lupus erythematosus and dermatomyositis.
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