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Abstract 

Background and Objective: Although there is very low prevalence of Alkaptonuria in most 

races (1 in every 100,000 to 250000 people), this disease is a significant etiology of the 

heterozygote, so that up to now there are 149 different genetic disorders in the gene HGD has 

been identified that some of them are common in the world, but others are specific to certain 

countries or regions. The reports presented in Iran regarding patients with Alkaptonuria are 

limited to clinical and case studies and there is no information about the genetic status of these 

patients in Iran. In the recent study, we are going to look at genetic reviews of the known cases 

of Ochronosis alkapitonuric in Ardabil province for the first time in the country, especially in its 

familial cases 

Methods: This study was conducted to determine the genetic evaluation of patients with 

ochronosis alkaptonuric disease in Ardabil province. To this end, people with this disease in the 

province of Ardabil who have already been clinically proven to have had an ochronosis 

alkaponuric disease (for example, by examining the increased amounts of homogenetic acid in 

the urine and  or black brown color change Or blue brown in the connective tissue (ochronosis)), 

if they have informed consent to participate in the program, will be included in the study. The 

genetic tests were performed for all these patients to analysis HGD gene mutation.  

Result: For this study one person was chose as a proband from each affected family. After 

sampling and DNA extraction we use conventional method (Sanger sequencing) as a first step. 

The result of sequencing was a missense variant with this details HGD(NM-

000187.4):c.240/A>T:p.GLn80His/rs:2255543. 

Conclusion: The result of HGD gene analysis with Sanger sequencing and NGS was a 

polymorphic variant with this details HGD(NM-000187.4):c.240/A>T:p.GLn80His/rs:2255543, 

This variant can not be etiologic reason. 
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