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Hereditary Hemochromatosis








Hereditary Hemochromatosis (HH) is a common recessive gene disorder in which the body absorbs an excessive amount of iron through the intestines. Excess iron is 


stored in various body organs and joints. After a prolonged build-up, the iron disintegrates and degenerates the organs and/or joints.  





The disorder commonly affects 1 in 200 to 1 in 400 Caucasians between the ages of 


40-60. One report shows that there is an increased incidence in those of Irish, Scottish, 


and/or Celtic heritage. Effects of HH commonly appear earlier in men than women, because it is thought that a woman’s menstrual cycle helps to eliminate some of the excess iron 


stored in the body.  Environmental factors such as diet, blood donation, and alcohol consumption can also affect the degree of the disease.





Excess iron is stored in a variety of body organs such as the liver, pancreas, heart, other endocrine organs and joints.  This deposition of iron causes organ destruction and disease.   Patients present clinically with the most common symptom being severe fatigue.  Other symptoms include bronze skin pigmentation, joint pain, diabetes mellitus, chronic abdominal pain, loss of bone density, impotence and/or infertility.








Right side of this picture depicts nodes of hepatocellular 	      Needle biopsy of a liver with 


carcinoma on a liver in the advanced stage of 		      hemochromatosis.  As you can see,


hemochromatosis. (7)	 hepatocytes contain increased amounts of iron deposits. Green arrows indicate sinusoids lining cells which do not contain iron. (8)





The loci of the HH gene is on 6p23.1.  Studies show two mutations within Major Histocompatibility Complex region on chromosome 6p, Cys282Tyr and His63ASP, have also been associated with the HH gene.  A misense mutation resulting in the substitution of tyrosine for cyteine in a putative B2-microglobuline-binding domain is found on the majority of the HH chromosomes. (2).  





Genetic testing is available for this disorder.  However, since diagnosis iron levels in the blood is the most important step in treating the disorder, genetic testing should be used in conjunction with blood testing.  HH testing includes transferrin saturation, serum ferritin concentration, hemoglobin levels, quantitative phlebotomy and/or liver biopsy.  Pregnant women should not undergo testing for increased iron concentrations as their iron status is unstable.  Screening can be preformed after 3 months postpartum.  





Management of the disease is accomplished by removing 500 ml of blood from the patient at least once a week for a period of weeks, months or years until iron levels have been decreased. Periodic monitoring of patient iron levels are maintained and additional phlebotomy performed if iron levels begin to rise.
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