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Abstract 

Peroxisomal diseases are a group of monogenic disorders that include defects in peroxisome biogenesis or 

enzyme deficiencies
[1]

. Rhizomelic chondrodysplasia punctata (RCDP) belongs to peroxisome biogenesis 

disorder caused by autosomal recessive mutation on PEX7 gene, encoding PTS2 receptor
[2]

. It is 

characterized by rhizomelia, ichthyosis, seizure, repeated infection, congenital cataract & joint 

contractures
[1]

. Radiological features include epiphyseal stippling, coronal clefts in vertebral bodies. Here 

we are reporting a case of RCDP in an infant because of its rarity. 
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Introduction 

Rhizomelic chondrodysplasia punctata (RCDP) is 

a rare autosomal recessive disorder characterized 

by proximal shortening of arms & legs, congenital 

cataract, contractures, ichthyosis, seizure & 

repeated infections. Radiological features of 

RCDP are punctate epiphyseal calcification, 

metaphyseal abnormalities & coronal clefts
[3]

. 

RCDP carries poor prognosis with approximately 

60% & 39% cases surviving the first & second 

year respectively
[4]

. We report a case of RCDP 

which was diagnosed based on clinical & 

radiological features. 

 

Case Report 

A 50 day male young infant presented to OPD for 

evaluation of short limbs & acute respiratory tract 

infection. He was 2
nd

 order child born term, birth 

weight of 2.9kg, LSCS with 3
rd

 degree 

consanguineous marriage. 1
st
 child of parents had 

similar history which died at 1 year of life. There 

was no history of any maternal disease or drug 

exposure. The physical examination showed 

weight 3.05kg (<-3SD), length 53cm (-3SD to -

2SD), head circumference 36cm (-2SD to -1SD). 

His upper to lower segment ratio was 1.6:1 which 

is normal. He had proximal shortening of both 

upper & lower limbs. He had frontal bossing with 

flat facial features with anteverted nares. 

Ophthalmological examination revealed both eye 

cataract. The pinna was normal shaped & 

positioned. There was rough skin with 

hyperpigmentation. His abdomen was soft with no 

organomegaly.  

A Skeletal survey demonstrated rhizomelic 

micromelia in bilateral lower limbs. There was 

stippled calcification noted in region of proximal 

& distal epiphysis of bilateral humeri & femuri. 

Vertebrae are normal in height and anterior 

coronal cleft. 2D-ECHO was done on day 2 of life 

showing small secondary ASD (3.2mm) with 

good left ventricular & right ventricular function. 
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Extended new-born screening for IEM was done 

which showed no abnormality. Other biochemical 

& thyroid profile was normal. 

A  
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Fig A & B showing shortened proximal limbs. 

 
Fig 1 

Fig 1 showing anteverted nares 

 

 
Fig 2 

 
Fig 3 

Fig 2 & 3 showing rhizomelic micromelia, 

stippled calcification, and coronal Clefts in 

vertebral bodies 

 

Discussion 

Rhizomelic chondrodysplasia punctata (RCDP) is 

a peroxisomal disorder characterized by 

rhizomelic proximal shortening of humerus and 

femur, ichthyosis, cataract, restricted joint 

mobility, flat facial appearance. Patient may 

develop seizure & psychomotor delay
[5]

. 

Radiological features of RCDP include epiphyseal 

stippling, metaphyseal abnormalities & cleft in 

vertebral bodies. Most of these classical findings 

are present in our case. Most affected children 

develop repeated respiratory infection & die 

within 2 years of life
[6]

. 
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The diagnosis of RCDP is based on clinical 

findings and radiological abnormalities. 

Biochemical assays which are confirmatory for 

diagnosis include plasma phytanic acid levels, red 

cell plasmalogen deficiency, deficiency of 

dihydroxyacetone phosphate acyltransferase & 

normal concentration of very long chain fatty 

acids
[7]

. Gene sequencing can be performed to 

detect PEX7 gene mutation. 

Management of these babies is mainly supportive 

& limited by multiple anomalies & poor outcome. 

Cataract extraction may give vision in some cases. 

Physiotherapy is recommended to improve 

contractures & orthopaedic procedure may 

improve functions in some extent. Monitoring of 

growth, development, vision, hearing, contractures 

& orthopaedic complications are required in these 

children to follow-up. 

Genetic sequencing & molecular diagnosis was 

not possible in our set-up. Therefore  such 

rhizomelic baby with 1
st
 sibling death due to 

similar illness & both eye cataract points towards 

an entity of RCDP. After counselling parents 

didn’t agree for further course of investigation. 

The rarity of this case hinted us to go for reporting 

depicting the importance of clinical examination is 

paramount importance even in 21st century. 
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