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Hereditary hemochromatosis (HH) is an inherited autosomal recessive disorder of iron metabolism.

These disease is due to excessive intestinal absorption of iron, which accumulates in parenchymal cells of 
the liver, pancreas, heart and other organs with resultant organ structure damage and organ function im-
pairment.

Generally, occurs in adulthood with symptoms rather general which make diffi cult diagnosis.

Hemochromatosis gene (HFE gene) identifi cation allows presymtomatic genetic diagnosis of disease and 
the screening of family of subject affected by hemochromatosis.

Three principals mutations in HFE gene were identifi ed (C282Y, H63D, S65C). Most affected individuals are 
omozygous for C282Y mutation. Frequencies of C282Y mutation in health carriers is high, thus the probabi-
lity that both parents are carriers is not irrelevant.

Fewer affected individuals shows C282Y mutation and H63D mutation on opposite chromosomes, while 
S65C mutation had been described in subject affected by mild forms of hemochromatosis.

Containing of the kit

Label Contents

HFE-RQ Master Mix HFE gene amplifi cation mix

C282Y Pr wt-FAM Taqman probe complementary to wild-type C282Y gene sequence and 
HFE gene mutated sequenceC282Y Pr mut-JOE

H63D Pr wt-FAM Taqman probe complementary to wild-type H63D gene sequence and 
HFE gene mutated sequenceH63D Pr mut-JOE

S65C Pr wt-FAM Taqman probe complementary to wild-type S65C sequence and HFE 
gene mutated sequenceS65C Pr mut-JOE

How does the kit work?
Hemochromatosis mutations kit- RQ allows discrimination of C282Y, H63D, and S65C genetic variants of 
HFE gene, or rather most common polymorphism associated to hereditary hemochromatosis by Real Time 
PCR technique.

Kits content, as well as primers which allows amplifi cation of the gene region containing mutation, two fl u-
orescent probes labelled at 5’ with FAM or JOE fl uorophores, whose allow individuation of wild-type and 
mutated sequence with high specifi city and sensibility.

Why to use Real-Time PCR?
The Real Time PCR combines amplifi cation of cDNA and detection of amplifi cation products in a single 
tube by measuring the fl uorescence. Monitoring of fl uorescence intensity during PCR reaction (Real time 
detection) permit the direct quantifi cation of amplifi cation products. Avoiding the post-PCR manipulation 
we can almost totally avoid any possible risk of contamination.
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