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TRANSTHYRETIN AMYLOIDOSIS
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• Autosomal dominant inheritance (50% chance to pass the mutation to each offspring).

• Substitution or deletion mutations.

• There are over 150 known TTR variants.

• Disease can have sensory-motor polyneuropathy, autonomic dysfunction, gastrointestinal and cardiac 
manifestations

• Most common in the United States is reported as Val122Ile or V122I.
• The prevalence has shown to be 3.5% in the self-identified U.S. Black population (~approximately 

1.5 million, 1 out of 25).

Hereditary Transthyretin Amyloidosis (hATTR)
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GENETIC TESTING

Required to distinguish hereditary ATTR from wild-type ATTR.

Will determine specific gene variant of hATTR.

• Over 150+ gene variants

Important to identify the gene variant for cascade testing of family 
members.


