


CEREBRO-COSTO-MANDIBULAR SYNDROME

be stated with certainty. Histologic exami-
nation of the posterior gaps in the patient
of Smith et al. [1] failed to demonstrate any
foci of cartilage or bone, although in sev-
eral ribs the intercostal vessels bridged the
gap. Microscopic studies by Miller et al.
[3] show the defective areas to contain un-
differentiated fibroconnective tissue, stri-
ated muscle, and small foci of cartilage
undergoing calcification, which suggest a
defect in the transition of the primitive
mesenchyme to cartilage.

The rib gaps present in this syndrome
may produce varying degrees of clinical
flail chest. Review of the numerous films
obtained during the first few months of life
in our patient revealed varving degrees of
motion between the short posterior rib
segments and the longer anterior portions.
Although these areas were not biopsied in
our patient, this observation would suggest
that the defects were initially composed
primarily of fibrous or mesenchymal tissue
rather than a solid substance such as
cartilage. Serial chest roentgenograms dur-
ing the 5 year period in which we have
followed this patient demonstrate a pro-
gressive diminution in several of the rib
defects, evidently secondary to formation
of calcified cartilage or bone, with resultant
pseudarthrosis formation in some areas.
While no change was observed in some of
the rib gaps, in no instance did enlargement
of the rib defects occur. In the only other
reported surviving infant with the cerebro-
costo-mandibular syndrome, similar rib
changes were observed in films obtained at
the age of 4 vears, at which time disap-
pearance of several rib defects had oc-
curred. In our patient most posterior seg-
ments of the involved ribs were fused to
the corresponding vertebrae instead of ex-
hibiting normal costovertebral articula-
tions. This fusion may have represented a
spontaneous attempt to compensate for the
flail chest present in our infant. The salient
clinical and roentgenologic features in all
reported cases of this syndrome are in-
cluded in table 1. .

Micrognathia has been a constant feature
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F1c. 3.—Chest roentgenogram at § years of age
demonstrating decrease in extent of most posterior
rib defects. Pseudarthrosis is demonstrable in several
areas. This spontaneous improvement eliminated
clinical flail chest present in infancy. Fusion of pre-
viously noted bulbous posterior rib terminations
with their corresponding vertebral transverse pro-
cesses has occurred.

in all cases, including our own, and in con-
Junctlon with g glossoptosis has caused vary-
ing degrees of respiratory and feeding dis-
tress. Ihe additional burden of diminished
respiratory excursions secondary to the
associated rib defects may be responsible
for the high mortality reported in infants
with this syndrome. Palatal defects have
been present in all patients in which the
palate has been described (five of six cases)
and have varied from a cleft palate to a
short palate with absent uvula. less
constant findings reported have been ab-
normalities of the brain, tracheal cartilages,
skin, skeleton, and kidnevs. In addition,
our case demonstrated an unusual internal
rotation of the iliac bones which caused a
reduction in the iliac angles and gave a
Hask-shaped configuration to the ilia.
The combination of micrognathia, glos-
soptosis, and rib-gap defects in the cerebro-
costo-mandibular syndrome is a formidable
one and constitutes a life-threatening situ-
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1228 WILLIAMS AND SANE

ation. Prompt and vigorous medical and
surgical treatment can be life saving, as in
our case, and should be employed. This is
particularly appropriate since spontaneous
reduction in the extent of rib defects may
occur with the passage of time, thereby
enhancing the patient’s chance of survival.
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