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Abstract

Phocomelia is caused by symmetrical limb reduction in utero. Syndromes associated with include Robert’s syndrome, Thrombo-
cytopenia with absent radius syndrome, Waardenburg syndrome and Holt-oram syndrome. Also, in utero exposure of thalidomide, 
alcohol and cocaine can cause similar musculoskeletal deformities. We report a case of phocomelia with total complete coloboma in 
both eyes along with dextrocardia in a 35 year old male. Due to lack of any significant history of drug abuse in mother of our patient 
and lack of associated signs of other syndrome, our case appear to be a result of a sporadic non-hereditary limb deficiency with typi-
cal total coloboma (typical coloboma of iris, choroid and retina) Presentation in middle age makes this case more unique.
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Introduction 

Phocomelia is an extremely rare condition of malformation of arms and legs. Derived from Greek words phoka and melos meaning 
seal and limb respectively. Besides genetic aetiology, use of thalidomide has played an important role in its causation. Presenting features 
include underdeveloped limbs and absent pelvic bones. According to NORD (National Organization of Rare Disease) individuals with pho-
comelia syndrome generally show symptoms of growth retardation in-utero.

Case Presentation 

We report a case of an adult male with symmetrical upper limb reduction associated with typical total coloboma and dextrocardia 
without any other typical features of phocomelia syndrome. A 35 year old male came for regular check-up of his glasses without any other 
ocular complaints. General physical examination was un remarkable but patient refused consent for further imaging and genetic testing. 
However he gave consent for photograph and publication. 
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Examination 

He has underdeveloped arms, forearms, fingers and absent thumb in both upper limb. Also, he had total typical coloboma in both the 
eyes involving iris, choroid and retina. Vision was 6/6 in both eyes. Other systemic examination was within normal limits except that he 
has dextrocardia. His mother reported no use of any drug during gestation and that delivery was normal and baby was not low weight. 

Figure 1: Short arm, forearm, and fingers and absent thumb in both upper limb.

Figure 2: Total typical coloboma in both eyes.
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Discussion and Conclusion

Tetra phocomelia is a severe combination of limb defects in which total or partial agenesis of upper and lower limbs is seen, leading 
to proximity of limbs to the trunk. Such babies were termed thalidomide babies, a consequence of dysmorphogenesis of limb buds due 
to the use of thalidomide during 1960s. Now, X-ray irradiation, genetic and sporadic anomalies has also been attributed as its cause. Tha-
lidomide was withdrawn in 1961.

Figure 3: Fundus photograph showing total coloboma in both eyes.

Figure 4: X- ray showing dextrocardia.
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Phocomelia syndrome is characterised by underdeveloped limbs and absent pelvic bones. Usually, the upper limbs are not fully formed 
and sections of hands and arms may be missing. Short arm bones and missing thumbs often occur, as evident in our case. 

In phocomelia, the cells cease to develop or die, thus preventing proper development of limbs, eyes, palate, brain or other structures 
[1-3]. Involvement of eye is manifested as bilateral total typical coloboma in our case.

Differential diagnosis

Robert’s syndrome: Extremely rare disorder, caused by malformation of bones in face, skull, arms and legs [4]. Thrombocytopenia-ab-
sent radius syndrome: caused by low platelet count, an absent radius, a hypoplastic thumb, and cardiac anomaly [5]. Holt-oram syndrome: 
autosomal dominant; caused by abnormal limb development affecting mostly forearm and the carpal bones. Three fourth patients have 
atrial septal defect or ventricular septal defect [6].
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