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#Spino Cerebral Ataxia (SCA) Panel

INDICATIONS :

Query diagnosis: ? Spinocerebellar Ataxia (SCA)

RESULT :
Type of
g’ﬁdA Gene Nucleotide|[Nucleotide repeat mﬂ:;lseortslde repeat Nucleotide re'peat (E[))(gtirt]:st:leczjr}Not
Involved |repeats Numbers (Normal) (Abnormal) Numbers (Patient) Detected)
DRPLA
SCAl ATXN1 CAG 6-38 41-83 65 Detected
SCA2  |[ATXN2 CAG 14-32 33-500 21 Not detected
SCA3 ATXN3 CAG 12-44 60-87 26 Not detected
SCA6 CACNA1A|CAG <18 20-33 13 Not detected
SCA7 ATXN7 CAG 7-27 234 11 Not detected
SCA10 |ATXN10 |[ATTCT 10-22 >280 16 Not detected
SCA12 |[PPP2R2B |CAG 7-32 51-78 16 Not detected
DRPLA aTN.  |caG 6-35 248 20 Not detected
INTERPRETATION :

Repeat expansion detected in SCAL.

RECOMMENDATION :

e These results must be interpreted in the context of this individuals’ clinical profile.
¢ Genetic counseling is recommended.

TEST METHODOLOGY AND TEST SUMMARY :

Methodology: Triplet repeat-primed polymerase chain reaction (PCR) followed by size analysis using capillary
electrophoresis.

Summary: The autosomal dominant Spinocerebellar Ataxias and Dentatorubral-pallidoluysian atrophy (DRPLA) are a
heterogenous group of neurodegenerative disorders with variable expression and phenotypic overlap. An accurate diagnosis
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relies on detection of a mutation in a specific causative gene. In this assay we screen 7 common SCA types and DRPLA for the
presence of nucleotide repeat expansions. ATXN1, ATXN2, ATXN3, CACNA1A, ATXN7, PPP2R2B and ATN1 genes are
screened for presence of expansion in CAG repeats pertaining to SCA1, SCA2, SCA3, SCA6, SCA7, SCA12 and DRPLA
respectively. ATXN10 gene is screened for presence of expansion in ATTCT repeats pertaining to SCA10.

LIMITATIONS :

e Other neurodegenerative disorders will not be detected.

e Diagnostic errors can occur due to rare sequence variations.

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%.
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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.



