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Assessment of PD-1 gene variation in patients with multiple sclerosis

Ashraf Ahmadi Shadmehri
Msc.t

Mohammad Hosein Nicknam
M.D.-PhD?

Mohammad Ali Shokrgozar
PhD.?

Mehdi Mahmoudi PhD.
Student.?

Shila Sarial PhD. Student.?
Azam Ahmadi Shadmebhri
Msc.?

Batool Moradi BS.?

Elham Farhadi Msc student.?
Ali Akbar Amirzargar PhD.*"

1- Tehran Science and Research
Branch Islamic Azad University,
Tehran.

2- Department of Molecular
Immunology Research Center,
Tehran University of Medical
Sciences.

3- Pasture Institute of Iran.

*Corresponding author: Immunogenetic
Laboratory, Department of Immunology,
Molecular Immunology Research Center,
School of Medicine, Tehran University

of Medical Sciences, Tehran, Iran.
Tel: +98-21-88953009
email: amirzara@sina.tums.ac.ir

Received: January 25, 2010 Accepted: March 13, 2010
Abstract

Background: Multiple sclerosis (MS) is a chronic inflammatory demyelinating disease
of the central nervous system with presumed autoimmune origin. T cells are considered
to play a pivotal role in orchestrating the self-reactive immune responses in multiple
sclerosis (MS). This study was performed to investigate the role of polymorphisms of
the programmed cell death 1 (PD-1) gene on susceptibility to ankylosing spondylitis.
This gene codes an immunoreceptor named PD-1, which has a cytoplasmic domain
containing two tyrosine residues located within immunoreceptor tyrosine-based
inhibitory and switch motifs (ITIM and ITSM), suggesting that PD-1 is predominantly
inhibitory which responsible for the negative regulation in T cell activation and
peripheral tolerance. We investigated whether PD-1 gene polymorphism is a genetic
modifier for risk and progression of MS.

Methods: Blood samples from 150 Iranian Relapsing-Remitting MS patients (mean age,
34.98 years) and 202 healthy controls (mean age, 30 years) were enrolled in this study.
The PD-1.3 (7146 G/A Intron 4) and PD-1.9 (7625 C/T Exon 5) polymorphisms were
detected by Polymerase Chain Reaction and Restriction Enzyme digestion or Restriction
Fragment Length Polymorphism (PCR-RFLP).

Results: No significant association of the mutated alleles with the disease were
detected. Because of the ethnic group genetic variation, our data is not like some of
Asian population such as Korea and China.

Conclusions: Our data suggest that PD-1 polymorphisms are not act as genetic
modifiers of the progression of MS, possibly these polymorphisms don't induce a partial
defect in PD-1 mediated inhibition of T-cell activation.

Keywords: Multiple sclerosis, PD-1, PDCD1, polymorphism.
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