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Hereditary Hemochromatosis:
HFE Gene three common mutation screening report

Methodology

The test is performed by end point PCR using gene specific primers followed by automated DNA sequencing of the
amplicon using BigDye™ Terminator Chemistry on an ABI Genetic Analyzer 3500DX platform. This assay only screens
H63D, S65C and C282Y mutation in HFE gene.

Result

Serial
Number

Mutation Remarks

1. c.845G>A; p.C282Y

2. c.193A>T; p.S65C

3. c.187C>G; p.H63D

Clinical Background

Hereditary hemochromatosis (HH)is an autosomal recessive disorder of iron metabolism. Accumulation of excess iron
results in damage to multiple organs including the liver, pancreas, heart, joints, and the brain. Individuals may develop
cirrhosis of theliver,liver tumors, diabetes, arthritis, and/or heart disease. For individuals with clinical symptoms
consistent with HH orbiochemical evidence of iron overload, an HH diagnosis is typically based on the results of
transferrin-iron saturation and serum ferritin concentration The majority of HH patients have three common mutations in
hereditary hemochromatosis (HFE) gene: H63D, S65C and C282Y. Clinically significant iron overload also can occur in the

Specimen Description: Sample quality is optimum for the test. DNA conc.:52.5 ng/μl

Page 1 of 2

23
00

12
92

64
-M

R
. J

A
IP

R
IY

A
N

 A
K

 (
43

40
96

1)
-1

7 
Y

ea
rs

-M
al

e

CRM ID : 4340961 : EDTA PERIPHERAL BLOOD
: JAIPRIYAN AK Date & Time Collected : 08-Jun-2023
: Male/17 Years Date & Time Received : 09-Jun-2023 12:52 PM
: NA Date & Time Reported : 16-Jun-2023 05:06 PM
: NA

Indication   : Anemia with Anisopoikilocytosis with mild thrombocytosis.

No Variant Identified

No Variant Identified

No Variant Identified
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absence of known HFE gene mutations, so a negative HFE test does not exclude a diagnosis of iron overload or
hemochromatosis.

Limitation of the test

1. This assay will only screen the H63D, S65C and C282Y mutation in HFE gene.
2. This assay will not detect all of the mutations that cause hereditary hemochromatosis. Therefore, the absence of a

detectable mutation does not rule out the possibility that an individual is a carrier of or affected with this disease.
3. Test results should be interpreted in the context of clinical findings, family history, and other laboratory data.
4. Diagnostic errors can occur due to rare sequence variations.Rare polymorphisms exist that could lead to false-

negative or false-positive results. If results obtained do not match the clinical findings, additional testing should be
considered.
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------------------ End Of Report ------------------

Page 2 of 2

23
00

12
92

64
-M

R
. J

A
IP

R
IY

A
N

 A
K

 (
43

40
96

1)
-1

7 
Y

ea
rs

-M
al

e

CRM ID : 4340961 : EDTA PERIPHERAL BLOOD
: JAIPRIYAN AK Date & Time Collected : 08-Jun-2023
: Male/17 Years Date & Time Received : 09-Jun-2023 12:52 PM
: NA Date & Time Reported : 16-Jun-2023 05:06 PM
: NA

Indication   : Anemia with Anisopoikilocytosis with mild thrombocytosis.



Terms and Conditions of Reporting

1. The presented findings in the Reports are intended solely for informational and interpretational purposes by the                 
    referring physician or other qualified medical professionals possessing a comprehensive understanding of             
    reporting units, reference ranges, and technological limitations. The laboratory shall not be held liable for any    
    interpretation or misinterpretation of the results, nor for any consequential or incidental damages arising from 
    such interpretation.

2. It is to be presumed that the tests performed pertain to the specimen/sample attributed to the Customer's name
    or identification. It is presumed that the verification particulars have been cleared out by the customer or his/her
    representation at the point of generation of said specimen / sample. It is hereby clarified that the reports 
    furnished are restricted solely to the given specimen only. 

3. It is to be noted that variations in results may occur between different laboratories and over time, even for the
    same parameter for the same Customer. The assays are performed and conducted in accordance with standard 
    procedures, and the reported outcomes are contingent on the specific individual assay methods and equipment(s)
    used, as well as the quality of the received specimen. 
  
4. This report shall not be deemed valid or admissible for any medico-legal purposes.

5. The Customers assume full responsibility for apprising the Company of any factors that may impact the test
    finding. These factors, among others, includes dietary intake, alcohol, or medication / drug(s) consumption, or
    fasting. This list of factors is only representative and not exhaustive.
 

Disclaimer: Method given in report are only indicative and can be changed depending upon type of machine and
kit available at time of testing.
 
Not all tests at all locations are under NABL scope. Availability of tests under NABL scope varies from lab to lab.




