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Abstract

Analysis of Mitochondrial DNA deletion in endometriosis

Elnaz Salahi

Endometriosis is a multifactorial gynecological condition characterized by the presence of
ectopic endometrial and stromal tissue outside the uterus. It is frequently associated with
debilitating pelvic pain and infertility. Exact pathophysiology of endometriosis is unclear and
there are several theories about that. Free radicals and Oxidative stress have been proposed to
be involved in the pathogenesis of the disease. Reactive oxygen species form as a natural
byproduct of the normal metabolism of oxygen in the mitochondria and the mitochondrial
DNA (mtDNA) has been hypothesized to be a major target for ROS damage because of their
inadequate repairing process. The aim of this study was to investigate the association of
mitochondrial DNA (mtDNA) deletion mutation (4977 bp deletion) and endometriosis in
northern Iran. The mitochondrial genotype of 40 women with endometriosis and 50 healthy
controls were compared. Total DNA was extracted from endometriotic bioptic tissues of
patients and controls. After DNA extraction Gap-PCR was performed. Assessing indicate that
60% of patients and 8% of controls show mtDNA deletion. There was a significant difference
in distribution of 4977 bp deletion in this research (Odds Ratio [OR] = 17.25, P<0.0001,
confidence interval [CI] = 5.18-57.36). According to this study apparently mtDNA 4977 bp
deletion associated with endometriosis in northern Iran. However larger population-based
studies are needed to determine the relation between this deletion and endometriosis.

Key words: Endometriosis, mtDNA, 4977 bp deletion, oxidative stress, Infertility.
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1. TNF-a

2. Regulated upon Activation, Normal T-cell Expressed and Secreted
3. Intracellular Adhesion Molecule-1

1. Natural Killer Cells
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2. Implantation
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Number Number
Gene  Chromosomal ofpositive  of negative
Process regulated Candidate gene symbol locus studles studles
Xenohictic metabalism Glutathiong M-transferase 1 GSTMIT 1p133 9 12
Glutathione S-transferzse 1 GSTTI 29112 7 7
N-acetyHransferase 2 NATZ 8p22 1 4
Aryl hydrocarbon receptor repressor AHPR Spls 3 1
Harmone raceptors of metabolism Estrogen receptor a ESAI 6024-27 8 3
Progesteione iecaplor PR 11q22-33 4 i
Cytochrome P450, family 17, subfamily A, polypeptida 1 CYRIFA! 10q24 3 [
Cytochrame P450, family 19, subfamily A, polypeptide 1 CYPIA! 15021 5 i
Cytochrome P450, family 1, subfamily &, polypeptide 1 CIPIAL 15q24 1 3
Hydroxysteroid (17-B) dehydrogenase 1 HSDI7E! 17q11-21 3 0
Infammation or angiogenesis Tumor necrasis factor a TNFA 6p213 2 7
Interleukin-o -6 /p153 4 4
Interleukin-10 -0 1931-32 7 (1]
Vascubr endothelial growth factor A VFGFA 6p21-12 5 1
Intercellular adhesicn malecule 1 ICAM1 19p13 2 3
Other processes Galactose-1-phosphate uridyl transferase GALT 9pl3 2 2
Tumor suppressar ph3 TP 17p13 2 7
HLA class Il histocompatibility antigen, DR81-9 B chain HLA-DRBI 6p21 3 4
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