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SCA-11 (SPINOCEREBELLAR ATAXIA), TTBK2 GENE MUTATION  #TEST CONDUCTED

(PCR, Sequencing)

RESULTS

TTBK2 Gene Mutation

Not Detected

Interpretation
 --------------------------------------------------------------------------
| RESULT        | REMARKS                                                  |
|---------------|----------------------------------------------------------|
| Detected      | Indicates c.1329insA in exon 12 of the TTBK2 gene in the | 
|               | sample provided                                          |
|---------------|----------------------------------------------------------|
| Indeterminate | Indicates presence of inherent inhibitors in the sample  |
|               | submitted                                                | 
|---------------|----------------------------------------------------------|
| Not Detected  | Indicates c.1329insA in exon 12 of the TTBK2 gene not    |
|               | detected in the sample provided                          |  
 --------------------------------------------------------------------------

Note

1. This test detects only the c.1329insA in exon 12 of the TTBK2 gene.

2. Results must be interpreted in context with clinical findings, family history and other relevant laboratory 

data 

3. Genetic Counselling and clinical correlation is recommended.

4. This is an in-house developed assay

5. Test conducted on EDTA whole blood 

Comment

The autosomal dominant cerebellar degenerative disorders are generally referred to as 'Spinocerebellar 

ataxias,' (SCAs), referring to both clinical signs and neuroanatomical regions. Spinocerebellar ataxia type 11 

(SCA11) is a subtype of autosomal dominant cerebellar ataxia type III (ADCA type III) characterized by the 

early-onset of cerebellar signs, eye movement abnormalities and pyramidal signs. ADCA III is a pure 

autosomal dominant cerebellar ataxia, a relatively benign, late-onset, slowly progressive neurologic disorder 

characterized by an uncomplicated cerebellar syndrome. Spinocerebellar ataxia type 11 (SCA11) is 

characterized by progressive cerebellar ataxia and abnormal eye signs (jerky pursuit, horizontal and vertical 

nystagmus). Pyramidal features, peripheral neuropathy, and dystonia are seen occasionally. This test targets 

the exon 12 of TTBK2 gene.
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NRL - Dr Lal PathLabs Ltd

             -------------------------------End of report --------------------------------

IMPORTANT INSTRUCTIONS

*Test results released pertain to the specimen submitted .*All test results are dependent on the quality of the sample received by the Laboratory . 

*Laboratory investigations are only a tool to facilitate in arriving at a diagnosis and should be clinically correlated by the Referring Physician .*Sample 

repeats are accepted on request of Referring Physician within 7 days post reporting.*Report delivery may be delayed due to unforeseen 

circumstances. Inconvenience is regretted.*Certain tests may require further testing at additional cost for derivation of exact value. Kindly submit 

request within 72 hours post reporting.*Test results may show interlaboratory variations .*The Courts/Forum at Delhi shall have exclusive 

jurisdiction in all disputes/claims concerning the test(s) & or results of test(s).*Test results are not valid for medico legal purposes. * Contact 

customer care Tel No. +91-11-39885050 for all queries related to test results.

(#) Sample drawn from outside source.
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