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Fig. 1 Hydrocephalus on brain CT and MRL
(a)-(c): Brain CT of the proband shows enlargement of the third and fourth ventricles, which sug-
gests hydrocephalus. (a) Axial image. (b) Coronal image. (c) Sagittal image. (d), (e): Brain MRI of the
proband’s brother shows hydrocephalus. (d) Fluid attenuated inversion recovery image (axial, 1.5T;
TR 8,800 ms, TE 110 ms). (e) T1 weighted image (sagittal, 1.5T; TR 500 ms, TE 9 ms)
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Fig. 2 Pathology.

(A), (B), (C): Biopsied sural nerve.

(A): Epon-embedded semithin section shows moderate decrease in number of myelinated nerve fi-
bers with both small and large diameters. Depositions around the vessels in endoneurium and be-
neath the perineurium (arrows) are observed (bar =50 pwm).

(B): Congo red staining shows apple-green birefringence under polarized light (arrows), indicative
of amyloid (bar =10 wm).

(C): Transthyretin-positive depositions beneath the perineurium (arrows) (bar =80 wm).

(D): Amyloid in the vitreous body (Congo-red staining).

Congo-red staining of the vitrectomized specimen shows green birefringence under polarized light
(arrows), indicative of amyloid (bar =10 pum).
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Abstract
Case report of transthyretin Val30Met familial amyloid polyneuropathy presenting hydrocephalus
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A 70-year-old man was admitted to our hospital with visual loss, dysesthesia, gait disturbance, and urinary re-
tention. A pacemaker was implanted 1 year ago for atrioventricular conduction block. Neurologic examination re-
vealed mild cognitive impairment, near blindness with vitreous opacity, diffuse muscle weakness, loss of all sen-
sory modalities with areflexia, and orthostatic hypotension. Head CT showed hydrocephalus. The Congo red stain-
ing of vitrectomized specimen and the biopsied sural nerve showed amyloid depositions. Gene analysis disclosed
Val30Met missense mutation of transthyretin, which is responsible for familial amyloid polyneuropathy. His bed-
ridden brother also had severe urinary dysfunction and orthostatic hypotension with hydrocephalus on MRI
These two sibling cases suggest correlation of the transthyretin Val30Met mutation with hydrocephalus, a rare
phenotype of this disease.

(Clin Neurol 2012;52:257-260)
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