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Technical Laboratory Bulletin

Topic:  Hereditary Hemochromatosis



Date: 1/1/05

	Test Name           Hereditary Hemochromatosis                   

	Test Code            HHDNA

	Method                Real-Time PCR

	Changes               Reduced specimen requirement

	Specimen             0.5 mL of whole blood in an EDTA tube

	Test Schedule      Tested every other Thursday


Change:

Effective January 1, 2005, the volume of whole blood necessary for the performance of HHDNA testing is reduced to a minimum of 0.5 mL of whole blood in an EDTA tube.  Volumes less than 0.5 mL may lead to failed isolations due to the dilution of the blood with anticoagulants.

Indications:


Clinical

· Liver Cirrhosis 

· Hepatomegaly 

· Hepatocellular carcinoma 

· Splenomegaly 

· Hyperpigmentation





 

Lab


 

· Increased transaminases 

· Increased serum iron 

· Increased transferrin saturation (>60%) 

· Increased serum ferritin 

· Increased hepatic parenchrymal cell stainable iron

· Increased copper 

· Increased lead

· Decreased chromium


Result Reporting:

Negative or Positive with zygosity for the C282Y (G845A) and H63D (C187G) mutations.

References:

http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=235200
Additional Information:

Contact Gene R. Putz, Ph.D., Laboratory Director, NorDx, (207) 885-7809 or Email at putzg@mmc.org







