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Lenticonus and Alport’s syndrome
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Lenticonus, one of the rare ocular
abnormalities, is commonly found in the
patient with Alport’s syndrome. Approxi-
mately twenty cases out of two hundred
families have been reported in association

with this syndrome.(l’z’a) The disease

generally starts in childhood and was
described by Alport in 1927 as a here-
ditary nephritis with perceptive hearing
loss, where as the associated ocular
abnormalities was reported in late

1950.(4) The genetic of the disease is
not clear, but in general as autosomal
dominant mode of inheritance with dif-
ferent penetrance is seen. Chronic nephri-
tis, perceptive deafness, anterior and
posterior lenticonus are documented in
the case reported below and Alport’s
syndrome is suspected.

Case Report

A Seventeen-year-old Thai male
was first seen in the eye clinic on April 7,
1980 with a history of progressively
blurred vision and deafness for eight
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years. Five years ago, he had to discon-
tinue his study because of poor vision
and hearing loss. At which time he
developed morning puffy eyelids followed
by generalized edema which subsided
after taking diuretics prescribed by a
local doctor. He was noticed of having
had drinking excessive amount of water
and void a lot of urine but no hemat-
uria since age of two. There were no
definite history of deafness, renal disease
and ocular abnormalities in his parents,
siblings, and other members of the family.

On examination showed the patient
to have a normotension with a blood
pressure of 120/60 mmHg and mild
pallor. There were no other abnormal
findings apart from those details below.

Ophthalmologic examination: the
patient had visual acuity of OU : 20/200
without correction, OD : 20/70 and OS
: 20/100 with pinhole and OD : 20/70
with =0.75 D and OS : 20/100 with —1.50
D. Cornea and lens were clear but
anterior and posterior lenticonus were

Figure 1 A & B Under silt lamp illumination showing anterior (a) and posterior
(p) lenticonus of the right (A) and the left {B) eyes.
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found with the slit-lamp (Figure 1A, 1B). fundal reflexes were noted on ophthal-
Both fundi were normal and oily droplet moscopic examination (Figure 2)

Figure 2 “Oil droplet” fundal refiexes (arrow) were demonstrated in the
lens in the pupillary areas.

Otologic examination showed no loss between 40-80 decibels (Figure 3).
abnormal findings except audiometric test The small increment sensitivity index
revealed bilateral sensorineural hearing (SISI) tests were positive in both ears.
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Figure 3 Audiogram showing bilateral perceptive deafness.
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Urinalysis revealed PH of 5.5 and
two plus of protein. The sediment
showed 5-6 white cells and 0-5 red
blood cells per high power field. Other
laboratory findings showed hemoglobin
of 10.4 gm%, blood urea of 30.9 mg%
serum creatinine 3.05 mg%, uric acid
6.3 mg %, creatinine clearance 9.0 ml/min.,
and serum osmolarity of 281 mOsm/Kg.
Total complement activity was 30 units/ml
(normal 22-34 units/ml). Twenty four
hours urinary protein was 1.87 gm, total
acid excretion, ammonia, bicarbonate and
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tritable acid were 35.5, 20.2, 0.55 and
15.3 yEg/min/1.73 m® respectively. Blood
gases analysis revealed PH 7.32, pCO,
36 mmHg, and PO, 108 mmHg. After
14 hours water deprivation test demon-
strated severe defect in concentrating
ability of the kidneys.

The microscopic examination of
the biopsy specimen, obtained from the
left kidney disclosed mild mesangial cell
proliferation in the glomeruli and localized
thickening of capillary basement mem-
brane (Figure 4 A). There were generalized

Figure 4 A High-power view of kidney showing mild increased mesangial cells
and matrix with minor changes of basement membrane.

cellular infiltration in the interstitium
(Figure 4 B). The vessels showed moderate

media thickening in the interlobular

arteries.
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Figure 4 B Generalized cellular infiltration in the interstitium was noted.

Comments

The patient lives in the rural area
of the northeastern part of Thailand
(Mahasarakam Province) which is very
far from Bangkok. Due to financial
problems, the patient’s parents, sibling
and closed relatives are unable to come
to the clinic for investigations for the
possibility of familial nephritis, deafness
and ocular abnormalities apart from the
unavailable history.

Discussion

Ocular lesions associated with
Alport’s syndrome was reviewed by
Zylberman et al® in 1980 included corneal
lesions, lens defects, retinal changes,
refractive errors, abnormalities of iris
and optic disc, and nystagmus. Recently
it has been observed that the changes

of the lens is so distinctive that their
detection should lead the examiner to
search for other evidences of Alport’s

syndrome. Lenticonus, one of the lens
defects, is a rare condition in which

there is centrally localized disruption of
the curvature of the lens associated with
thinning of the capsule and the cortex
which usually remains clear. These
changes result in progressively visual loss.
Anterior lenticular changes is frequently
congenital, bilateral and more common
in males. It occurs in about 15 per cent
of patients with Alport’s syndrome in
which approximately 10 cases in the world
literatures has been associated with

(1)

posterior lenticonus. Y An oily droplet
fundal reflex is pathognomonic finding
for lenticonus on direct ophthalmoscopic
examination in the presence of conical
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deformity at the center of the surface
of the lens. Hearing capacity is evaluated
by audiometric tests and perceptive
deafness is usually found. In our case
the test showed bilateral cochlear-hearing
loss. The renal morphology in Alport’s
syndrome is not characteristic. The glo-
meruli show a wide range of changes.
The common picture is localized
thickening of capillary wall, and proli-
ferative glomerulonephritis may also be

found.(s’ ®) Tubulo-interstitium revealed
changes of varying degree. Foam cell
may present in interstitium but not specific
for hereditary nephritis. Although there
is no apparent disease in the familial
members, the diagnosis of Alport’s syn-
drome was made on the basis of distinct
ocular lesions, hearing defects and renal
changes in this patient. Further effort
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to explore the familial tendency is in
progress.

Summary

Lenticonus is a rare condition but
not uncommonly found in Alport’s
syndrome which is described as a heridi-
tary nephritis associated with ocular
abnormalities and perceptive deafness.

A Thai
was first seen in the eye clinic with
progressively blurred vision. On exami-
nation the patient was found to have
bilateral anterior and posterior lenticonus.

male age of seventeen

Investigations for possibility of Alport’s
syndrome was confirmed. Bilateral
sensorineural hearing loss and chronic
glomerulonephritis with renal failure were
encountered.
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