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We describe two cases of COFS (cerebro-oculo-facio-skeletal) syndrome in two
newborn females of consanguineous parents. The clinical, radiological and
pathological features of the patients are presented. One of the two cases had
11 pairs of ribs (Case 1) and the other had three-lobed left lung (Case 2),
neither of which has been described in COFS syndrome previously . To our
knowledge, these are the first reported cases of COFS syndrome from Turkey.
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Cerebro-oculo-facio-skeletal (COFS) syndrome,
or Pena-Shokeir syndrome type II, was first
described by Pena and Shokeir! in 1974. COFS
syndrome is an autosomal recessive disorder
characterized by hypotonia, microcephaly,
microphthalmia, cataracts, blepharophimosis,
large auricles, prominence of the nasal bridge,
micrognathia, widely set nipples, camptodactyly,
flexion contractures on the elbows and knees,
generalized osteoporosis, dysplastic acetabula,
coxa valga and rocker-bottom feetl-3, We report
the clinical and postmortem findings of two
newborn girls with COFS syndrome having
some new abnormalities in addition to the ones
reported previously.

Case Report
Case 1

A female infant was born at 38 weeks of
gestation by cesarean section because of
transverse position. Unfortunately her mother
had never admitted to hospital for obstetric
examination during pregnancy. The mother
(36 years old) and the father (42 years old)
were first cousins. The previous obstetric
history included four surviving children, a
premature delivery who had died at 18 days and
two induced abortions.

Birth weight was 2,200 g (<10% percentile),
length was 43 cm (<10% percentile), Clinical
examination showed bilateral microphthalmia,
nystagmus, blepharophimosis, prominent nasal
bridge, high and narrow palate, micrognathia,
overhanging upper lip, low set and large
auricles, hirsutism, short neck, camptodactyly,
flexion contractures of the lower limbs, and
rocker-bottom feet (Fig. 1). Laboratory tests
showed normal levels of serum biochemical
values, and karyotype was 46, XX. Radiological
findings included eleven ribs, bilaterally flexion
contractures of the proximal interphalangeal
joints bilaterally, ulnar deviation of the hands
(Fig. 2), and congenital vertical talus deformity
of the foot (rocker-bottom feet) bilaterally
(Fig. 3). The patient died at the 8t day of age
exhibiting feeding and breathing difficulties.
Before the postmortem examination, brain
magnetic resonance imaging (MR) was
performed, which demonstrated overall decrease
in white matter of both cerebral hemispheres,
marked dilatation of the left and slight dilatation
of the right lateral ventricle, and choroid plexus
hemorrhage in both lateral ventricles (Fig. 4).
The genu of corpus callosum was present;
however, its body and splenium could not be
demonstrated.
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