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Pathological Case of the Month
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A

29-YEAR-OLD Middle Eastern gravida 2
para 1 woman was referred for perinatal
evaluation after a routine ultrasound at
21 weeks’ gestation was suspicious for
skeletal dysplasia (long bones measured ,fifth percentile). Bilateral clubbed feet were also
noted. Her family history was unremarkable, without a
history of skeletal dysplasia. A detailed ultrasound at
our institution revealed shortening of all long bones
(,fifth percentile) as well as shortening of the fetal foot.
The ribs measured at the 50th percentile for gestational
age, and the chest circumference was at the 10th to 25th
percentile. Bilateral syndactyly of the third, fourth, and
fifth digits of the hands was suspected. The hands also
had a no-table separation of the second and third digits
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(Figure 1). Bilateral clubbed feet with a rocker bottom
appearance were noted. The right foot was thought to
have polydactyly, and the toes of both feet appeared
unusually long, except for the great toes, which appeared shortened. The fetal eyes protruded from the
orbits. Results of fetal echocardiogram were normal. The
karyotype was 46,XX. Cytogenetic studies for Robert
syndrome were negative. An ultrasound obtained
13 days later had the additional finding of suspected
polydactyly of both feet. The couple opted to terminate
the pregnancy and underwent labor induction at 23
weeks’ gestation. Autopsy findings (Figure 2 ) included short long bones of both the upper and lower extremities; short, stubby, tapered fingers; clinodactyly of
the fifth fingers bilaterally; short, stubby, great toes bilaterally with wide space between the first and second
toes; abnormal palmar creases; short, broad neck; micrognathia; and hypoplastic lungs. Radiography (Figure 3)
revealed supernumerary ossification center between
the proximal phalanx and the second metacarpal of the
index finger.
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Figure 3.

Diagnosis and Discussion
Desbuquois Syndrome
Figure 1. Ultrasound of hand position.
Figure 2. Autopsy photograph.
Figure 3. Composite of radiographs of the fetus.

D

esbuquois syndrome is a rare skeletal dysplasia
with presumed autosomal recessive inheritance. It is characterized by micromelic dwarfism, narrow chest, vertebral and metaphyseal abnormalities, and advanced carpotarsal ossification. The findings
in the hands are particularly distinctive with supernumerary ossification centers that cause deviation of the fingers. Dysmorphic facial features include a round flat face,
prominent eyes, micrognathia, and long upper lip with flat
philtrum. Severe, and even lethal, respiratory distress owing to the small thorax is not uncommon. Survivors have
developmental delay and generalized joint laxity, with dislocatable knees, which is progressive.1-8
We suspected the diagnosis prenatally based on the
extreme shortening of the long bones coupled with the abnormal positioning of the fetal hands. The presumed polydactyly, in retrospect, likely reflected the presence of supernumerary ossification centers. To our knowledge, this
represents the first case of Desbuquois syndrome diagnosed prenatally in a family without a prior history of the
disorder.
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