
Spinal Cerebral Ataxia (SCA) Type- 17

 
Specimen : EDTA Whole Blood
 
Marker tested :- The CAG/CAA repeat expansion in the TBP (TATA box binding protein)
 
Method:- PCR/fragment Analysis the CAG.CAA repeat expansion in the TBP gene for diagnostic confirmation of SCA 17 is
determined by PCR by Fragment Analysis

Result :
 

CAG Repeats Interpetations

36 on Allele 1 and 38 on Allele 2 Not Detected - Diagnosis of SCA17 excluded

 
Interpretation :
 
CAG/CAA Repeats in the TBP gene and corresponding clinical interpretation:-
 

Ataxia Gene Repeat Number of CAG/CAA Repeats   

   Normal Reduced Penetrance Full Penetrance

SCA17 TBP

(CAG)3 (CAA)3
(CAG)n
CAACAGCAA
(CAG)N CAACAG

25 - 42 43 - 48 49 - 66

Clinical Background :
1. Autosomal Dominant Cerebellar Ataxia (ADCA) is heterogeneous group of neurodegenerative disorders with variable
expression and phenotypic overlap.
2. Spinocerebellar ataxia type 17 (SCA17) is an autosomal dominant (AD) neurodegenerative disorder characterized by ataxia,
dementia, involuntary movemnet like chorea and dystonia and parkinsonism.
3. The age of onset of SCA17 ranges between 3-75 years. Threre is an inverse correlation between age of onset and repeat
size.
4. SCA17 is caused by expansion of CAG/CAA repeats in the TBP gene which is present on chr6q27.
5. Individual with CAG.CAA repeats size in the range of 25-42 are negative for SCA17 and those with repeats greater than 48
have high probability of having SCA17.
6. Diagnosis is based on the clinical picture, familial history and ultimately on genetic testing. Differential diagnosis is broad
and includes other types of SCA which may have similar features.
7. Genetic counseling is recommended in symptomatic patients or those with a family history of the disorder due to known SCA
mutation, and pre-symptomatic testing should be discussed in adults.

Indications for SCA 17 DNA Test:-
1. Individuals with a family history of SCA17 who want to determine their risk.
2. To differentiate individuals with SCA17 from other ataxias.
 
Limitation of the assay:-
1.  Presence of PCR inhibitors in the sample may prevent DNA amplification. Paradoxical results may arise due selection of
inappropriate specimens and contamination during specimen collection.
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2. Genetic Counseling is recommended for the patient and family members.
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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. 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

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.


