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SGCA: c.600G>A, p.Val200=

E x o n  6 / 1 0

• SGCA is a known cause of Muscular dystrophy, limb-girdle, autosomal recessive 
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Unpublished data
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Ronit Hoffman, Unpublished data



Clinical Implications

1. Enhanced family screening

2. Family planning Options

3. Tailored treatment approaches
• Potential for gene-specific clinical 

trials

4. Improved risk stratification
• Enhanced decision-making for 

interventions (e.g., ICD placement)



Key Takeaways:

1. Synonymous variants are not inherently benign.

2. Suspect these variants, especially in phenotype-relevant genes.

3. Examine internal, population-specific data.

4. Exercise caution with ClinVar classifications.

5. Regular data revision is essential.
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