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Cataract in a patient with the Alport
syndrome and diffuse Leiomyomatosis

Catarata em paciente com sindrome
de alport e leiomiomatose difusa

Luis Santiago - Caban', Cristébal Cruz’, Natalio J. Izquierdo’

ABSTRACT

We describe a case of painless progressive loss of vision in a 15 years old male patient
with Alport syndrome and diffuse Leiomyomatosis. After a comprehensive history and
ocular examination, a diagnosis of bilateral posterior subcapsular cataracts was given.
Patient underwent cataract extraction. His best corrected post-operative visual acuity
was 20/25 in both eyes. We conclude that posterior subcapsular cataracts may lead to
painless and progressive loss of vision in patients with Alport syndrome and Diffuse
Leiomyomatosis
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INTRODUCTION

atients with the Alport syndrome (AS) have a

hereditary progressive nephritis associated

with sensorineural deafness and ocular manifes-
tations "”. It has been suggested that three out of the
following criteria must be present in order to establish a
clinical AS diagnosis: 1) positive family history of hema-
turia with or without renal failure; 2) characteristic elec-
tron microscopic changes of the glomerular basement
membrane on renal biopsy; 3) ophthalmic signs; and 4)
high-tone sensorineural hearing impairment ©.

Ocular findings in patients with AS vary. Previ-
ous studies have reported that patients with the AS
may have lenticular findings including: anterior len-
ticonus “*?; anterior and posterior polar opacities; ante-
rior and posterior subcapsular cataracts; cortical, coro-
nal and lamellar cataracts ”; and fleck retinopathy .

Occasionally, patients with the Alport syndrome
have associated diffuse Leiomyomatosis “”. The latter is
characterized by benign nodular smooth muscle tumor
of esophagus, genital tract and tracheobronchial tree .
Dysphagia, postprandial vomiting, substernal or epigas-
tric pain, bronchitis, dyspnea, cough and stridor are some
of the symptoms that characterize Leiomyomatosis of
the esophagus and tracheobronchial tree. Diagnosis is
confirmed by computed tomography scanning or mag-
netic resonance imaging of the systems involved.

Previous studies have reported that the Alport
syndrome may be inherited as an X-linked trait ”. Other
studies suggest an autosomal recessive inheritance pat-
tern for patients with the syndrome “".

We report on a patient who had painless and pro-
gressive loss of vision due to posterior subcapsular cata-
racts in both eyes that could be part of the Alport syn-
drome with diffuse Leiomyomatosis.

CAse RepORT

This is the case of a 15 years-old male patient who
carries a diagnosis of the AS. He had painless progressive
loss of vision of both eyes. There was no history of trauma.
Patient had progressive hearing loss. Laboratory studies
undertaken on february 1, 2008 confirm the presence of
both gross (blood 3+) and microscopic hematuria (over 50
RBC’s per power field). Patient also has moderate restric-
tive ventilator defect with a reduced forced vital capacity.
Fiberoptic bronchoscopy performed on march, 2002, showed
tracheomalacia due to prominent post-tracheal wall with
complete airway closure on expiration, which accounts for
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Figure 1: Lateral Chest X-ray of the patient showing gastric bubble
above diaphragm secondary to esophagectomy and partial gastrectomy

the above mentioned restrictive ventilator defect.

Patient had a four year history of progressive
dysphagia accompanied with constipation in the past.
After extensive imaging, leiomyomas were found
along the gastrointestinal tract, mainly in the esopha-
gus and anus. In 2001, patient underwent
esophagectomy and partial gastrectomy (Figure 1),
which corrected the dysphagia. Removal of anal
leiomyomas relieved the constipation. Pathologic re-
port confirmed the diagnosis. After esophagectomy
and partial gastrectomy, patient was treated with oral
prednisone for two months. Upon questioning mother
and after chart review, the dose of prednisone re-
mains unknown.

Patient’s mother underwent cataract surgery
when she was 17 years old. She had anal and vaginal
leiomyomas. She had no history of hematuria. There are
no maternal uncles with the disease.

Upon eye examination patient’s best corrected
visual acuity was 20/100 in both eyes. Corneas were clear.
As depicted in Figures 2 and 3, patient had posterior
subcapsular cataracts in both eyes. Indirect ophthalmos-
copy showed healthy optic nerves, intact vessels, macu-
lae and peripheries. There was no evidence of macular
or mid-peripheral fleck retinopathy.

Patient underwent cataract surgery with intraocular
lens implantation in both eyes during february,2008. Due to
his respiratory disease, surgery was done in a semi-sitting
position under topical anesthesia. Best-corrected post-opera-
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Figure 2: Posterior subcapsular cataract of right eye

tive visual acuity was 20/20 in both eyes with a +1.50 -1.00 x
15 and -0.50 sphere in the right and left eye respectively.

DiscussioN

Patients with AS develop progressive renal fail-
ure, deafness and ocular changes due to disorders of base-
ment membranes .

Ocular findings in patients with the syndrome
include: anterior lenticonus, anterior and posterior po-
lar cataracts, corneal arcus and posterior polymor-
phous dystrophy, pigment dispersion syndrome, macu-
lar pigmentation, salt and pepper-like retinopathy,
fleck retinopathy, and tortuosity of retinal blood ves-
sels. “” Our patient had posterior subcapsular cata-
racts in both eyes.

Several genetic causes lead to the syndrome, in-
cluding X-linked and autosomal recessive patterns. The
former has been associated with the rare manifestation of
AS with diffuse leiomyomatosis. Obligate carriers in vari-
ous hereditary eye diseases have signs compatible with
the syndrome . Further, lens opacities have been described
in carriers of X-linked Alport syndrome . Interestingly,
our patient’s mother underwent cataract surgery during
adolescence and had anal and vaginal leiomyomas. As
described in previous studies, the COL4AS and COL4A6
genes, located head to head in Xq22 encoding the alpha 5
and alpha 6 (IV) chains, are responsible for the abnormali-
ties present in this rare manifestation .

Clinical findings in this patient are compatible
with the diagnosis of AS with DL. Studies associate the
development of posterior subcapsular cataracts in this
syndrome with prolonged use of steroids ?. Our patient
used steroids for two months following esophagectomy

Figure 3: Posterior subcapsular cataract of left eye

and partial gastrectomy. For this reason, the possibility
of developing cataracts as a consequence of steroid use
in this patient is low.

In conclusion, patients with the AS with DL may
have painless progressive vision loss due to posterior
subcapsular cataract associated with the syndrome. Even
though cataracts have been reported in patients with AS
without DL, to our knowledge posterior subcapsular cata-
racts have not been previously reported in patients with
the syndrome and diffuse Leiomyomatosis. Further, to
our knowledge, ocular findings such as juvenile cataracts
in obligate carriers of AS with DL had not been reported.
Cataract surgery in young patients with AS and DL with
decreased respiratory function are challenging.
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Resumo

Nos descrevemos o caso de perda visual progressiva
indolor em um paciente de 15 anos,\sexo masculino, com
Sindrome de Alport e Leiomiomatose difusa. Apos histo-
ria completa e exame oftalmologico, foi feito o diagnosti-
co de catarata subcapsular posterior bilateral. O pacien-
te foi submetido a cirurgia de catarata. Nés concluimos
que cataratas subcapsulares posteriores podem levar a
perda visual progressiva e indolor em pacientes com
Sindrome de Alport e Leiomiomatose Difusa.
Descritores: Nefrite hereditdria/complicagoes; Nefrite
hereditaria/diagnostico; Leiomiomatose/diagnostico; Catara-
ta/etiologia; Extracdo de catarata; Manifestacoes oculares
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