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Introduction: Rhizomelic chondrodysplasia punctata (RCDP) is a very rare disease. It impairs the normal development of many 

parts of the body. The features of this disorder include bony abnormalities, severe mental retardation, joint contractures, 
cataract and recurrent respiratory infections and breathing problems. Seizures and Distinctive facial features including 
prominent forehead, depressed nasal bridge and small nose is also associated with this pathology. Being rare, this is very 
difficult to diagnose when presented at OPD. Proper history and meticulous examination is extremely necessary. Our aim is to 
discuss current knowledge on etiopathogenesis as well as radiological and clinical symptoms of diseases associated with 
RCDP.

Case Report: 5 yrs old male child presented with chest infection and periarticular swelling of all the small and large joints. 

The patient was walking with limp. History elicited that the child was born of a consanguineous marriage. The child was 
delivered at home. Birth weight was 2.4 kgs. He repeatedly had upper respiratory tract infections and was taking 
treatment for the same. He was further investigated in the form of clinical, biochemical and radiological assessment 
which stated that the patient was suffering from RCDP.

Conclusion: This is a rare presentation. Though this is not curable, management of RCDP is symptomatic and supportive 

and may include physiotherapy and orthopedic procedures (in later stages) to improve function. The child may also 
undergo cataract surgery to improve vision.
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What to Learn from this Article?
RCDP can present in paediatric age group. Management is symptomatic and supportive. Physiotherapists and occupational 
therapists can help relieve the symptoms of a child's unusual skeletal development and cataract can be removed surgically.

Yashwant Mahale¹, Vikram V. Kadu¹, Amit Chaudhari¹

Access this article online

Website:
www.jocr.co.in

DOI:
2250-0685.303

38

Rare Case of Rhizomelic Chondrodysplasia Punctata

Introduction

Rhizomelic chondrodysplasia punctata type 1 (RCDP1) is an 

inherited disease characterized by skeletal abnormalities, growth 

retardation, severe mental retardation, cataracts and has 

decreased life expectancy [1]. It impairs the normal development 

of many parts of the body. These affected individuals have a 

specific bone abnormality called chondrodysplasia punctata, 

which shows scattered calcifications at the end of the long bones 

thus  af fect ing their  growth.  People  with  rhizomel ic 

chondrodysplasia punctata often develop joint deformities 

(contractures) that makes the joints stiff and painful. This condition 

is considered as a developmental brain disorder characterized by 

systemic shortening of the proximal bones (i.e. ), rhizomelia

seizures, recurrent respiratory tract infections, and congenital 

cataracts. 3 genetic subtypes has been reported of which RCDP 

type 1, caused by mutations in the Peroxisomal biogenesis factor 7 



gene, is the most common type. RCDP type 

2 and 3 has single enzyme deficiencies in the 

plasmalogen biosynthesis pathway.

Case report

A five years male child presented to the 

paediatric O P D  with complaints of 

recurrent upper respiratory tract infection. 

On examination he had swelling of the joints 

for which the child was referred to our 

OPD. Examination revealed that the swelling was non-tender, 

bony hard and did not show any effusion. Thorough examination 

with proper history taking was done which revealed that the child 

was born of a 3rd degree consanguineous marriage at home after 

38 weeks of gestation from the third pregnancy of a healthy 26-

year-old mother and 30 yrs old father. The mother was under 

routine prenatal follow-up during pregnancy. There was no 

history of intake of toxic drug or any chronic medications. The 

mother had two deliveries, the first two children being normal. 

Birth Weight of this child was 2.4 kgs. Currently at 5 yrs of age, 

weight is 10.2 kgs, Length of Upper extremities (41cms) and that of 

lower extremities (36.5 cms), height is 81 cms, head circumference 

is 47 cms, chest circumference is 49 cms. The patient had history of 

upper respiratory tract infection frequently (once a month or once 

in 2 months). Clinically, the child had congenital cataract in left 

eye and early cataract changes in Right eye (Fig 1). Facial features 

showed prominent forehead, widely set eyes and a sunken face 

(Fig 2). The patient can speak sentence, can run, can dress and 

undress himself. At 1.5 yrs of age he started sitting without 

support and speaking bisyllables. The child was walking with 

limp. All Milestones were achieved till date. Weight by age and 

height by age was less than 3rd percentile (Fig 4). Normal weight 

should have been around 18 kgs (weight is 10.2 kgs) and normal 

height around 115 cms (height is 81cms). The radiological findings 

of the patient were compatible with C D P  with punctate 

calcifications in the epiphyses and metaphyseal dysplasia (Fig 

5,6,7). Blood investigations revealed Alkaline phosphatase – 160, 

serum Ca+ - 9.2, Sr. phosphorous – 5, ESR - 130. RCDP was 

diagnosed based on clinical and radiological criteria.  

Discussion

Rhizomelic chondrodysplasia punctata type 1 is an inherited 

disease with extremely rare presentation. It affects 1 in 100,000 

individuals [2]. Rhizomelic chondrodysplasia punctata is 

associated with significantly delayed development and severe 

mental retardation. Most children with this condition do not 

achieve developmental milestones and has 

growth retardation. These children may also 

have seizure episodes. It is generally 

associated with recurrent respiratory 

infections and breathing problems which 

may be life threatening. Because of their 

severe health problems, most children with this do not survive long. 

It is rare for affected child to live past age 10. The milder form of this 

disease is characterized milder degrees of rhizomelia along with 

growth and mental retardation. Distinctive facial features such as 

prominent forehead, widely set eyes, sunken appearance of face, 

small nose. Additionally, almost all affected individuals present 

with cataract. The cataracts are apparent at birth (congenital) or 

develop in early infancy.

RCDP is an autosomal-recessive disease caused by mutations in 

the PEX7 gene.  An individual who inherits one copy of a PEX7 

gene mutation is a "carrier" and do not have related health 

problems.  An individual who inherits mutations from each parent, 

is expected to be affected with RCDP. Thus it shows that RCDP is 

an inherited disease but results only when the genes are inherited 

from both the parents. 

If mother and father both are carriers, the chances of getting affected 

for a child is 25% in each pregnancy; therefore, it is of utmost 

importance that the reproductive partner of a carrier be offered 

testing. A negative does not eliminate the possibility of inheritance 

of the gene mutation by the child.

Figure 6: Chest X ray Figure 7: Upper extremity X ray
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Figure 1: clinical photograph showing cataract.

F i g u r e  2 :  c l i n i c a l 

photograph

Figure  3 :  Clinical 

photograph showing 

scoliosis

Figure 4: Percentile 

chart

F i g u r e  5 :  L o w e r 

extremity X ray
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Conclusion

RCDP is a rare presentation in paediatric age group. There is no 

cure for RCDP. Unfortunately, most children do not survive after 

age of 10. Diagnosis was done mainly on the basis of clinical 

examination and investigations such as X-rays.  We concluded 

that, Management of RCDP is symptomatic and supportive and 

may include physiotherapy and orthopedic procedures (in later 

stages) to improve function. The child may also undergo cataract 

surgery to improve vision.

Though very rare, RCDP can present in paediatric age group. 

Although there is no cure for R C D P , management is 

symptomatic and supportive. Physiotherapists and 

occupational therapists can help relieve the symptoms of a 

child's unusual skeletal development and cataract can be 

removed surgically.
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