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Familial amyloidosis TTR V30M – what happens in the 
posterior segment of the eye?

Introduction

Familial amyloid polyneuropathy (FAP) is a group of
autosomal dominant inherited diseases whose most
frequent causative mutation in the world is TTR V30M
(a substitution of methionine for valine at position 30 in
transthyretin). Transthyretin (TTR) is a normal serum
protein witch is mainly synthesized in the liver but also
in other tissues such as the choroid plexus and the
retinal pigmented epithelium. This disorder is
characterized by an extracellular amyloid deposition in
multiple organs and in the eye.

Purpose

The aim of this work is to describe and to explain the 
manifestations of this disorder in the posterior segment 
of the eye.

Conclusion

The posterior segment manifestations usually occur in a

late course of the disease and there prevalence

increases with time. With the increased survival of

transplanted FAP patients, these manifestation will

become more frequent and the clinicians must be

aware of them to diagnose and to give the patients an

adjusted treatment and continuous follow-up.

Methods

Revision of the medical records of the ophthalmologic
evaluation of 513 patients observed in the
Ophthalmology service of Centro Hospitalar do Porto.

Results

The ocular manifestations relating to the posterior
segment of the eye that we found were vitreous
opacities and retinal amyloid angiopathy. These
manifestations still occur after the liver transplantation
due to the TTR production by the retinal pigmented
epithelium.

Amyloid deposition in the vitreous body, causing
vitreous opacification is a well-known clinical
manifestation of FAP, usually occurring late in the
course of the disease that leads to visual floaters and a
progressive decrease in visual acuity, being a very
disabling symptom.

Results

The only treatment of the vitreous opacities is
vitrectomy and it can be complete (extensive vitreous
removal, with indentation) or incomplete (without
indentation, leaving some peripheral vitreous). Some
authors reported some cases of incomplete vitrectomy
that needed a second surgery because amyloid
continued to deposit in the residual vitreous at the
periphery, resulting in severe visual impairment.

The other late manifestation in the posterior segment is
retinal amyloid angiopathy, characterized by deposits
in the wall of the retinal vessels, sheathing of retinal
vessels, microaneurysms and scattered retinal
haemorrhages. Fluorescein angiography shows
changes such as focal staining, microaneurysms and
vascular occlusion. With indocyanine green
angiography we can see multiple sites of
hyperfluorescence, with staining along the choroidal
vessels. We also report that it seems to be an
association between the vitreous opacities and retinal
angiopathy, particularly after vitrectomy the
progression of retinal amyloid angiopathy is faster.
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