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A Case of Saethre-Chotzen Syndrome

CATHERINE McKEON-KERN, Graduate Assistant, Department of Human Genetics
PETER MAMUNES, M.D., Professor of Pediatrics and of Human Genetics

Saethre-Chotzen syndrome was described inde-
pendently by the Norwegian psychiatrist, Saethre,!
and the German psychiatrist, Chotzen,? in the 1930s;

Correspondence and reprint requests to Catherine McKeon-
Kern, Box 33, Medical College of Virginia, Richmond, Virginia
23298.

since that time many cases have been reported, some
using the terms acrocephalosyndactyly, type III, and
craniooculodental syndrome. Clinically, the syn-
drome is characterized by premature closure of the
cranial sutures, low-set hairline, nasal septum devia-
tion, brachydactyly, and ptosis.? It is inherited as an
autosomal dominant with complete penetrance and
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had poor head control. However, her motor milestones
were not delayed; she was able to crawl and transfer objects
from hand to hand by 8 months and sit without support at
the age of 9 months.

From these physical and radiological findings the diag-
nosis of Saethre-Chotzen syndrome was made.

Discussion

The physical findings of 120 cases of Saethre-
Chotzen syndrome were compared by O. A. Pantke
et al.* In facial appearance the patients were strik-
ingly similar to each other and to our patient. More
than 75% had ptosis, deviated septum, acrocephaly,
and low-set frontal hairline. The facial asymmetries
and unusual cranial contours in the syndrome prob-
ably result from premature closure of the coronal or
sphenobasilar sutures. This may also account for the
tear duct stenosis and the mild mental retardation
which are occasionally found. Skull x-rays like the
ones in this case are characteristic, showing pre-
mature closure of the sutures as well as asymmetries
in bone and orbit size. Hypertelorism and dystopia
canthorum are often observed. Optic atrophy may be
an associated finding.

The ears are frequently small and low-set, with
folded pinnae. Conductive hearing loss is an occa-
sional finding. The palate is either high-arched or
clefted. Dental anomalies such as missing teeth and
peg-shaped or anomalous maxillary lateral incisors
are important in differientating this syndrome from
the other acrocephalies.

The extremities may show mild syndactyly;
brachydactyly is common. Clinodactyly and hallux
valgus are sometimes noted.

The cardiac defect our patient exhibits is rarely
found in Saethre-Chotzen syndrome; however, it was

reported in Chotzen’s original cases and in several
individuals of another kindred.®

The multitude of associated findings in this syn-
drome can not be explained on the basis of premature
closure of the sutures alone, though this does account
for many of the facial features. Other malformations
such as the cardiac defect, dental anomalies, and
defects of the extremities indicate that one gene has
varied effects on many organ systems.

Our case further documents the association of
cardiac defects with Saethre-Chotzen syndrome while
also demonstrating many of the characteristic find-
ings. The child’s father probably represents a very
mild expression of this dominantly inherited condi-
tion, demonstrating the wide variability of expressmn
seen in this disorder.
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