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Abstract

Jeune syndrome or asphyxiating thoracic dystrophy is a rare autosomal recessive skeletal dysplasia characterised by a small chest and short ribs which restrict
the growth and expansion of the lungs often causing life threatening complications. The inheritance is autosomal recessive. A locus has been identified on
chromosome 15q13 , while recently, mutations were found in the IFT80 gene, encoding an intraflagellar protein. Other symptoms may include shortened
bones in the arms and legs, unusually shaped pelvic bones, and extra fingers and/or toes (polydactyly). It is estimated to occur in 1 per 100,000 — 130,000
live births. Children that survive the breathing and lung challenges of infancy, can later develop life-threatening kidney problems. Heart defects and a
narrowing of the airway (subglottic stenosis) are also possible. Other, very less common features of Jeune syndrome include liver disease, pancreatic cysts,
dental abnormalities, and an eye disease called retinal dystrophy that can lead to the loss of vision. We report a preterm neonate with Jeune syndrome.
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Abbreviations: SGA - Small for Gestational Age, HMD - Hyaline Membrane Desease, CPAP - Contineous Positive Airway Ptressure, E/T - Endotracheal
Tube, ATD - Asphyxiating Thoracic Dystrophy.

Case Report attenders were not willing to continue the treatment, the baby

was discharged from hospital against medical advice and later

A 34 week preterm, small for gestational age, third born male we were informed that the baby expired within few hours after

neonate to a non consanguinous married couple with father

discharge from the hospital.

having short extremities was admitted in our NICU

prematurely with respiratory distress.

On examination the baby was tachypneic with grunt and lower
chest indrawing. The baby was also found to have a narrow
thorax, short fingers with postaxial polydactyly in both upper
limbs and right lower limb, with syndactyly in right upper and
lower limb (figures 1,2,3). The cardiovascular, respiratory,
abdominal and neurological examination were unremarkable
with no facial dysmorphism. The fundus examination was

inconclusive.

The antenatal scan showed all long bones short in
configuration. The liver function tests were normal except for
mild elevation of alkaline phosphatase. The Ultrasound
abdomen showed hepatomegaly and no evidence of any other
mass lesions. The urine examination was negative for
proteinuria and haematuria. The chest x ray showed short ribs,
high position of clavicle and features of hyaline membrane

disease (Figure 4).

The baby was put on continuous positive airway pressure and

given surfactant through an endotracheal tube twice for two

consecutive days, but as the condition deteriorated, with
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hypercarbia and hypoxia as evident on arterial blood gases, the ) o
P P §a5ES, and short upper extremities

F:ig 1 : showing lo,n.g-r;row thorax
baby was electively ventilated with minimal settings. The baby
improved and hence was extubated. After a few hours of being
extubation the baby gradually developed respiratory distress and
started to deteriorate. Hence the baby was reintubated. The

condition of baby was explained to attenders and as the




Fig 2 : showing postaxial polydactyly with syndactyly in upper

extremity

Fig 3 : showing polydactyly with syndactyly in lower extremi

Fig 4 : chest xray showing long narrow thorax and short and
horizontally oriented ribs with irregular costochondral junctions

and bulbous and irregular anterior ends
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Discussion

Jeune syndrome or asphyxiating thoracic dystrophy is a rare
autosomal recessive skeletal dysplasia characterised by a small
chest and short ribs which restrict the growth and expansion of
the lungs'. The inheritance is autosomal recessive and a locus
has been identified on chromosome 15q13 2. Other symptoms
may include shortened bones in the arms and legs, unusually
shaped pelvic bones, and extra fingers and/or toes
(polydactyly)®. It is estimated to occur in 1 per 1,00,000 -
1,30,000 (again is this 130,000?) live births*. The diagnosis is
based on clinical and radiological findings. Our patent fulfills
the diagnostic criteria for Jeune syndrome. The most consistent
and characteristic findings were the abnormalities of the
thoraxand limbs. Jeune syndrome was first described in 1955 by
Jeune in two siblings with severely narrow thorax’. It is known

to be genetically heterogeneous.

Several complications of asphyxiating thoracic dystrophy have
been described in the literature. The respiratory problems are
the main concern. A large percentage of the children with
asphyxiating thoracic dystrophy die as a result of these
problems. Percentages up to 80% have been mentioned in
literature®’. In our case the baby experienced respiratory distress
on day one of life needing ventilator support. The thoracic
malformation tends to become less pronounced with age®. A
possible explanation could be the improved mechanical

properties of the chest wall with growth.

Clinically, Jeune syndrome is characterized by a small, narrow
chest and variable limb shortness. Associated congenital
abnormalities can be postaxial polydactyly of both hands and/or
feet (20%). Typical radiographic findings include a narrow,
bell-shaped thorax with short, horizontally oriented ribs and
irregular costochondral junctions, elevated clavicles, short iliac
bones with a typical trident appearance of the acetabula,
relatively short and wide long bones of the extremities, and
hypoplastic phalanges of both hands and feet with cone-shaped
epiphyses’. The reported case has long narrow chest, short and
horizontally oriented ribs with irregular costochondral junctions
and bulbous and irregular anterior ends with post axial
polydactyly in both upper extremities and right lower limb with

left lower limb being normal.

Jeune syndrome is sometimes compatible with life, although
respiratory failure and infections are often fatal during infancy.
The severity of thoracic constriction widely varies. For those
patients who survive infancy, the thorax tends to revert to
normal with improving respiratory function. This suggests that
the lungs have a normal growth potendal and the respiratory

problems are secondary to restricted rib cage deformity '°.
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