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Introduction 
 

Congenital cystic eye is also known as 

anophthalmos with cyst. The orbit is filled 

by a cystic mass wherein there is no 

rudimentary eyeball [1]. Anophthalmia 

refers to the absence of ocular tissue in the 

orbit and it can be unilateral or bilateral. It 

may occur in isolation or as part of a 

syndrome. It usually occurs in association 

with other systemic malformations 

particularly involving cardiac, 

musculoskeletal and central nervous 

system  [2].   Congenital    microphthalmos  

 

and anophthalmos are rare conditions with 

prevalence rates of 1.4-3.5 per 10,000 

births for microphthalmos and 0.3-0.6 per 

10,000 births for anophthalmos [3, 4]. 
 

True or primary anophthalmos is extremely 

rare. Which is a result of failure of the 

optic vesicle to bud out from the cerebral 

vesicle wherein the optic nerves and tracts 

are usually absent [5]. Regression or 

degeneration of the optic vesicle results in 

consecutive or degenerative anophthalmos 

[5]. 

 

Table 1. Clinical and pathological differential diagnosis of congenital cystic eye and 

microphthalmos with cyst [6]. 
 

Characteristic Microphthalmos with cyst Congenital cystic eye 

Stages of foetal development 7-14 mm 2-7 mm 

Failure Foetal fissure closure 
Primary optic vesicle is 

invaginated 

Cyst location Lower lid Upper lid / central  

Histopathology 
Small globe with normal 

anatomy 

Ectodermal elements are 

absent 

 

 

True anophthalmos refers to complete 

failure of outgrowth of the primary optic 

vesicle. When remnants of a malformed 

eye are present in the orbit the condition is 

called as extreme microphthalmos or 

clinical anophthalmos [5]. Anophthalmia / 
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microphthalmia has complex aetiology 

with chromosomal, monogenic and 

environmental causes. Chromosomal 

duplications, deletions and translocations 

are implicated. Of monogenic causes only 

SOX2 has been identified as a major 

causative gene [2].  

 

Patient description 

 

A one month old male baby is brought to 

our hospital, presenting with inability to 

open both eyes since birth. The infant was 

born by normal spontaneous vaginal 

delivery at home to a 29 years old mother 

following a full term pregnancy wherein 

birth weight was not recorded, no 

vaccination given, no history of 

consanguinity. According to the mother 

pregnancy went without any kind of 

complications. This was a fourth 

pregnancy from healthy parents. The older 

three siblings are normal as alleged by the 

mother. There was no history of congenital 

infections like toxoplasma or rubella or 

any significant teratogenic drug intake 

during pregnancy. No history of fever, 

body rashes and no exposure to X-rays. 

She hasn’t taken any prenatal vitamins or 

any other medication, illicit drug, alcohol, 

or tobacco exposure. 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

Figure 1. Right eye clinical picture. 
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On examination: 

Right eye (Fig. 1): presence of small 

palpebral fissure and mild conjunctival 

swelling. The socket appeared empty 

without any evidence or remnants of eye 

globe (protruding in between lids).  

 

Eyelid findings in both eyes: closed 

palpebral fissures, foreshortening of the 

lids in all directions with inward folding of  

 

lid margins     absent or decreased lid 

crease. Shallow conjunctival fornix, 

especially inferiorly.  

 

Left eye (Fig. 2): small palpebral fissure 

with protruding conjunctival tissue in 

between the lids. Presence of 

multilobulated, undifferentiated cystic 

swelling, livid hemorrhagic cyst.

 

 

 

 

 

 
Figure 2. Left eye clinical picture. 
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Figure 3. USG B scan showing: (a) and (b) the right eye; (c) and (d) the left eye. 
 

The USG B scan of both eyes showed 

presence of multilobulated hypo-echoic 

cystic swellings without any evidence of 

well-formed globe structures. No calcific 

or bony lesions noted (Fig. 3).There was 

no associated dysmorphic facies or other 

neurological abnormalities. Visual 

prognosis, requirement of histopathology 

analysis and the need for aesthetic 

procedures for the same was explained to 

the mother, but the patient was lost to 

follow-up after the first visit. 
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Discussion 

 

Our patient presented with bilateral 

congenital cystic eye. Although 

anophthalmia is closely linked to genetic 

and familiar causes, our patient had no 

family history of similar condition. [2] 

  

The newborn’s mother belongs to an 

underprivileged strata of the rural 

population, the maternal health during 

pregnancy, child birth and post-delivery is 

poor. The mothers of such background are 

vulnerable to infections and nutritional 

deficiencies. 

 

The absence of antenatal care medication 

and antenatal scans need to be highlighted. 

Such mothers are prone to have Vitamin A 

deficiency and TORCH infections, which 

are one of the causes of anophthalmia / 

microphthalmia [7]. Investigations such as 

computed tomography and magnetic 

resonance imaging make it possible to 

investigate the associated malformations. 

In our observations, given the socio-

economic difficulties of the parents the 

same could not be realized. Treatment for 

severe microphthalmia and anophthalmia 

are usually started within weeks of life by 

excision of the cyst followed by using 

conformers to enlarge the palpebral fissure, 

conjunctival cul-de-sac and orbit [8]. 

Orbital volume is replaced by using 

implants of progressively increasing size 

which stimulate expansion of the 

developing bony orbit, usually after six 

months of age [8]. When the orbit has 

developed adequately ocular prostheses are 

used and are changed regularly with 

further orbital expansion [9]. 

 

Conclusion 

 

In this case report, we tried to report a rare 

case of bilateral congenital cystic eye. 

Several studies are still required to 

understand the spectrum of this complex 

condition, which is considered as one of 

the cause for childhood blindness. 

 

Ultrasound has been a very important tool 

in the prenatal diagnosis of malformations, 

especially after the improvement in the 

quality of the images. Anophthalmia with 

cyst diagnosis can be made by two-

dimensional (2D) ultrasonography when 

eyeballs and lens are absent, but when the 

foetal head position is unfavourable by the 

use of three-dimensional (3D) ultra-

sonography we can get more information, 

which is key to early diagnosis [10]. Which 

in turn provide great help in counselling the 

parents and provide appropriate treatment 

options in early neonatal life. 

  

This way we want to emphasize the 

importance of foetal screening during 

pregnancy in developing countries such as 

India. 
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