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Ocular manifestations of Familial Amyloidosis Transthyretin
V30M related: impact of liver transplantation

Introduction: Familial amyloidosis TTR V30M is caused by an amino acid substitution of methionine for valine at
position 30 of transthyretin (TTR), a transport protein. This leads to an extracellular amyloid deposition in nerves (causing
a sensorimotor and an autonomic polyneuropathy), in solid organs and in the eye.
The major site of production of circulating TTR is the liver but there is some production in the choroid plexus and the
retinal pigmented epithelium. Some of the ocular manifestations that have been reported from other authors include
abnormal conjunctival vessels, keratoconjunctivitis sicca, pupillary abnormalities, glaucoma, deposition of amyloid at the
anterior capsule of the lens, vitreous opacities and retinal amyloid angiopathy.
This is a severe and progressive disorder and liver transplantation is an accepted procedure that has been shown to
increase survival and delay of the progression of neuropathy. The TTR production continues in the eye despite the liver
transplantation.

Purpose: The aim of this study was to
assess the impact of liver
transplantation in the natural history of
ocular disease in patients with familial
amyloidosis, particularly in the posterior
segment manifestations - vitreous
amyloid deposits and retinal amyloid
angiopathy (Fig.1)

Conclusion: We can conclude that posterior segment ocular manifestations progress despite the liver transplantation due 
to the production of mutant TTR by the retinal pigmented epithelium, so liver transplanted and non-transplanted patients 
will require a careful and an equal long-term ophthalmologic follow-up to control the continuous ocular alterations.

Methods: retrospective and
descriptive study of 64 patients
with FAP (32 liver transplanted
patients and 32 non-transplanted
patients) observed at the
Ophthalmology department of
Centro Hospitalar do Porto.

Furthermore ocular abnormalities become more frequent with time, and as there is an increased survival of the 
transplanted patients we can now witness an increase in the frequency of those events and a progression of the same.

Results: Like us, some authors after analyzing series of transplanted and non–transplanted patients describe a
maintenance or even worsening of the posterior segment ocular manifestations. The worsening effect of liver
transplantation was reported in vitreous amyloidosis, especially in the early years after the transplant.

An explanation is the observational bias resulting
from the decreased survival of non-transplanted
patients with a more aggressive and deadly disease

The aggressive immunosuppressive therapy after 
the liver transplant (use of corticosteroids), and 
psychological factors such as stress associated with 
the procedure may  contribute to the increased 
production of endocular TTR.
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