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Abstract

Purpose: Among patients with familial amyloidosis, mutatiin the transthyretin (TTR) protein
is the most common type. Patients with TTR amylsisibave been noted to have ocular,
especially vitreous, involvement. In this report,analysis of the types and frequency of ocular
manifestations in TTR amyloidosis is presented.

Design: Observational case series.

Methods: Two hundred and sixty-three patients who presetd Mayo Clinic with TTR
amyloidosis between January 1, 1970, and Novem# 14, consented to be included in the
Mayo Clinic amyloidosis database maintained byDRkpartment of Hematology. Fifty-four
patients had ocular examinations at a mean of 8.234months after systemic symptoms.

Results: Of 108 examined eyes in 54 patients with TTR lamdgsis, there were 26 eyes (24%)
in 13 patients with ocular involvement. Patientfmacular involvement were more likely to be
women than those without ocular involvement (46%1%$%6, respectively, p=0.008) and have
significantly worse visual acuity (VA) at presemtat (logMAR 0.24 [Snellen equivalent 20/30]
vs. logMAR 0.00 [Snellen equivalent 20/20], p=0.pIIhe ophthalmic findings included
vitreous amyloid (26/26, 100%), neurotrophic kema{j2/26, 8%), glaucoma (5/26, 19%), and
tortuous retinal vessels (4/26, 15%). The glaucaas classified as open-angle (2/26),
exfoliative (2/26), and neovascular following cahtetinal vein occlusion from amyloidosis
(1/26). Ten patients underwent vitrectomy for vigusignificant vitreous amyloidosis, which
significantly improved visual acuity from a baseliof logMAR 0.70 [Snellen equivalent
20/100] to logMAR 0.05 [Snellen equivalent ~20/2040.003. Three TTR mutations,
Glu89Lys, Gly47Arg, homozygous Gly6Ser, not pregigudescribed, were associated with
vitreous amyloid.

Conclusion: In this large cohort of patients with TTR amyosis, female sex and decreased
VA were associated with ocular amyloid. Three miatet which have not been previously
reported to have vitreous involvement were desdrifdu89Lys, Gly47Arg, and homozygous
Gly6Ser.
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