* Redcliffe

"

LABORATORY REPORT

“ labs
Patient NAME
DOB/Age/Gender : Report STATUS :
PatientID/UHID Barcode NO
Referred BY : Sample Type
Sample Collected : Sep 14, 2025, 12:47 PM. Report Date 1 Oct 04, 2025, 07:52 PM.

#Huntington Disease Molecular Analysis

Indications :

Referred for Huntington disease.

TEST RESULTS:
Test Name Result
Huntington Disease Molecular Analysis HD allele with full penetrance

Ms Mallika Kunduis highly likely to be affected with Huntington’s disease as the number of CAG
repeats on one of the allele at the HD locus fall beyond the normal range of 6-35 repeats.

Upper Allele Lower Allele
Allele Size (bp) 175 92
Number of CAG repeats 44 16

Note: The estimated error for such analysis is +/- 1-3 repeats
Test Information :

Methodology:

Polymerase Chain Reaction (PCR) using fluorescently labeled primers flanking the CAG repeat region in the HTT gene. The
PCR product was run on Genetic Analyser and repeat number estimated using appropriate formulae.

Huntington disease is caused by an expansion of CAG repeat sequences in the HTT gene. The interpretation is based on the
following types of repeat sequences:

Range of Repeats Classification of Pathogenicity
6-26 Normal allele

27-35 Mutable normal allele

36-39 HD allele with reduced penetrance
>40 HD allele with full penetrance

Recommendation :

e Genetic counseling is recommended.
e The results should be correlated with clinical and other laboratory findings.
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Limitations :
¢ Point mutations, Indel and large deletions in HTT gene will not be detected by this test
e This assay could not detect > 150 CTG repeat expansion
e PCR will not amplify genic regions outside primer binding site in HTT gene
e There may be sequence variations in the primer binding site that could give rise to either non-amplification of normal or

expanded alleles.

¢ False positive or negative results may occur for reasons that include somatic or tissue-specific mosaicism, rare genetic
variants, blood transfusions, bone marrow transplantation, or erroneous representation of family history.

e Although all precautions are taken during Molecular Genetic testing the currently available data indicate that the
technical error rate for all types of Molecular DNA analysis is approximately 1%.

e For test performed on specimens received or collected from non-NRL locations, it is presumed that the specimen
belongs to the patient named or identified as labeled on the container/test request and such verification has been
carried out at the point of generation of the said specimen by the sender.

References :

e Martin, J. B & Gusella, J. F. (1990). Huntington Disease: pathology and management. NEJM 315,1267-76.

e Jama M, Millson A, Miller CE, Lyon E. Triplet repeat primed PCR simplifies testing for Huntington disease. J Mol Diagn.
2013 Mar;15(2):255-62.

e Bean, L., Bayrak-Toydemir, P. and ACMG Laboratory Quality Assurance Committee, 2014. American College of Medical
Genetics and Genomics Standards and Guidelines for Clinical Genetics Laboratories, 2014 edition: technical standards
and guidelines for Huntington disease. Genetics in Medicine, 16(12), pp.1-7.

¢ http://www.ncbi.nlm.nih.gov/books/NBK1305/.

NOTE- **This test is processed at Redcliffe's partnered lab.

*** End Of Report ***
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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. Itis 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

This is a sample report provided for demonstration purposes only and does not represent an actual patient report. Test results, reference
ranges, methodologies, instrumentation, and report formats may vary depending on the laboratory performing the test. The format and
representation shown are indicative of reports generated by the National Reference Laboratory of Redcliffe Labs, Noida. This sample report
should not be used for medical interpretation, diagnosis, or treatment decisions.



