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& Test Name : Spinocerebellar Ataxia Type 12 (SCA12) DNA Test
Specimen : Whole Blood
Results

CAG Repeats Interpretation
10 on both the alleles Not Detected - Diagnosis of SCA12 excluded

Medical Remarks

Method : DNA PCR

The CAG repeat expansion in PPP2R2B gene for diagnostic confirmation of SCA12 is determined by PCR and Capillary
Electrophoresis on DNA sequencer followed by Fragment Analysis using GeneMapper software.

The accuracy of CAG repeat length may vary by +/- 1 triplet for smaller normal alleles and by +/- 3 for expanded alleles as
per the reported guidelines. (Sequeiros et al; 2007)

Interpretation

CAG Repeat Length Interpretation in SCA12:

Disease Number of CAG Repeats
Normal Uncertain Full penetrance
SCA12 4-32 40-45 51-78

Clinical implications of SCA12 DNA Test:

« Autosomal Dominant Cerebellar Ataxia (ADCA) is heterogeneous group of neurodegenerative disorders with
variable expression and phenotypic overlap.

« Spinocerebellar ataxia type 12 (SCA12) is an autosomal dominant (AD) neurologic disorder in which tremor and
ataxia are prominent signs.

« The world-wide frequency of SCA12 is quite low, but its prevalent is high in India. It is now believed that it is the
third common cause of ADCA in India.

» The age of onset of SCA12 tremors is highly variable and ranges between 8-55 years of age, but seems to cluster
primarily between third and fifth decade of life.

+ SCA12 has been linked to a trinucleotide CAG repeat expansion mutation in the gene PPP2R2B.

« Individuals with PPP2R2B CAG repeats in the range of 4-32 are negative for SCA12 and those with repeats 251
have high probability of having SCA12.
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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.

» 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 SCA12 DNA Test:

« Individuals with a family history of SCA12 who want to determine their risk.
« To differentiate individuals with SCA12 from other ataxias

Note:
This test has been developed and its performance is validated at Metropolis Healthcare Ltd.
Limitation of the Assay:
« 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.
+ Genetic Counseling is recommended for the patient and family members.
References:
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