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Introduction 
Alport’s syndrome or hereditary nephritis is a rare 
genetic disorder of basement membrane, clinically charac-
terized by haematuric nephritis, sensorineural deafness 
and characteristic ocular manifestations1. We report a case 
of Alport’s syndrome with unusual ocular presentation 
featuring bilateral congenital coloboma of optic disc with 
unilateral pigmentary retinopathy. This is a rare ophthal-
mological finding in Alport’s syndrome.

Case summary
A 23 year old male presented with bilateral progressive 
diminution of vision for one year and progressive hearing 
loss for 6 months. Patient also had decreased urine output 
and swelling of both legs for the 2 months, shortness of 
breath and easy fatigability for one month. Patient gave a 
history of renal calculi since 15 years, which had been 
managed conservatively. There was a history of kidney 
disease in both of his brothers. His elder brother had 
macroscopic haematuria and proteinuria while the other 
had renal calculi. Both of them did not have renal 
dysfunction severe enough to need active 
intervention.

On examination, patient had pallor with bilateral pedal 
edema and hypertension (BP160/100 mmHg). 
Respiratory examination revealed bilateral basal 
crepitations and other systems were normal. His visual 

Fig 1 - Slit-examination showing bilateral congenital coloboma of optic disc, left eye unilateral pigmentary retinopathy
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acuity was diminished. Slit lamp examination of eyes 
revealed bilateral congenital coloboma of optic disc with 
unilateral pigmentary retinopathy in the left eye (Fig 1).

His Hb was 4.8 gm/dl with total WBC count 9700/mm3, 
blood urea was increased (133 mg/dl), the serum 
creatinine was elevated (35.30 mg/dl), and his 
electrolytes were normal. Urine examination showed 
proteinuria (albumin 3+) and microscopic haematuria. 
Renal ultrasound showed bilateral contracted kidneys 
(left- 5.8 x 2.8 cms, right- 6.2 x 2.8 cms) with loss of 
corticomedullary differentiation. Audiometry revealed 
bilateral moderate sensorineural hearing loss. 

As patient was very apprehensive about renal biopsy and 
he had bilateral contracted kidneys, renal biopsy was 
deferred.

On the basis of typical triad of positive family history, 
sensorineural deafness and medical renal disease, a 
clinical diagnosis of Alport’s syndrome was made. Patient 
was treated with diuretics, antihypertensives, blood 
transfusion, hearing aid and maintenance hemodialysis.

Discussion
Alport Syndrome is a progressive form of thin basement 
membrane disorder with an approximate incidence of 1 in 
50,000 live births2. It is a disorder arising from mutations 
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in type IV collagen (col4A3, col4A4, and col4A5)  
biosynthesis genes3. It develops at a younger age and 
occurs more common in males due to X linked 
dominant inheritance pattern. Thus, an impairment or 
change in collagen network found in the glomerular 
basement membrane, cochlea and anterior lens capsule 
will lead to gross or microscopic hematuria, proteinu-
ria, end stage renal disease, bilateral sensorineural 
hearing loss and ocular defects like anterior lenticonus 
(commonest), posterior capsular cataract, capsular 
dystrophy, Dot and Fleck Retinopathy4. The other rare 
ocular manifestations include posterior polymorphous 
corneal dystrophy, posterior lenticonus, cataract, 
recurrent corneal erosion and macular degeneration5. 

Our patient had bilateral congenital coloboma of optic 
disc, causing impairment of visual fields, along with dot 
and fleck retinopathy.

Even though diagnosis of Alport’s Syndrome can be 
made by the classical triad, electron microscopic 
examination of renal biopsy specimen is diagnostic in 
cases without classic findings. But in our case, since 
biopsy was not done, the differential diagnosis 
included were other glomerular disorders that are 
present with microscopic hematuria like IgA nephropa-
thy and thin basement membrane nephropathy. In IgA 
nephropathy, family history is usually negative and in 
thin basement membrane nephropathy, the family 
history may be positive for hematuria, but renal failure 
and deafness are typically absent.

Treatment involves conservative medical management, 
dialysis or renal transplantation for renal failure. If 
ocular manifestations like anterior lenticonus and 
posterior capsular cataract cause visual impairment, 
they can be managed by lens extraction. Hearing aids 
are useful in those with sensorineural hearing loss.             

Conclusion
The characteristic clinical manifestations of Alport’s 
syndrome are hematuric nephritis, hearing and visual 
defects. However, the presence of other ocular defects 
such as coloboma should also prompt a search for 
Alport’s syndrome. 
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