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medially displaced; the fibula showed disproportionate shortening.
The spine was not affected. -

" Polydactyly : 'Both hands had six dixits on the ulnar side.
The right foot showed a pes equinovarus deformity and the left
foot a syndactyly between the third and fourth toes.

Ectodermal dysplasia : The nails, teeth and hair were affected,
but skin and sweating were normal.

The fourth symptom, congenital heart disease, was not present
in our patient. According to reports, approximately 60 per cent
of E-vC cases have a ccngenital heart lesion;*’ * however, we feel
this estimate to be higher than it should be, because in all reported
instances the patient initially goes to the doctor w1th heart comp-
lications, not because of the other symptoms. :

In reported cases, urogenital abnormalities (epispadias, hypos-
padias, hydrocolncs) and other anomalizs such as coloboma of the
iris, -strabismus, cleft lip and palate, hepatomegaly and mental
retardation are infrequent.” ' Nabrady '° indicated neuroectodermal
disorders in this syndrome. Patients have been reported to have
bronchial cartilage defects '’ and a defect in the respiratory system,
such as malformation of thz thoracic cage, lungs or bronchial tree,
could be the cause of neonatal death.

Our patient showed none of the above mentioned abnermalities,
but we did find megacolon due to partial anal stenosis, although
we had not met this type of anomaly in the literature. Our
patient came to us because of ccnstipation, not because of any
other symptom. A week after the anal ring incision, the patient’s
bowel movement was normal and the abdominal circumference
was 45 cm.

The disorder has an autosomal and recessive character.” !*
Consanguinity was reported in many cases,” * ©'* especially by
McKusick, who found that intermarriage was common in the
families of the majority of his 52 patients, 25 of whom were male
with nine over 19 years of age. The oldest, aged 58, was a carpenter,
married, with seven children, two of whom showed the clinical
features of E-vC syndrome, but were able to live independently.
McKusick and his associates fcund the frequency of this syndrome
to be two, per 1000 living persons in the Amish community of
Lancaster County, Pennsylvania.

The etiology is unknown, but the inheritable disorders of connec-
tive tissue and enzymatic defects have been suggested.” '* T
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Maroteaux and Lamy ' marked an increase in the normal fraction
of chondroitin sulfate A.- A possible connection between this

syndrome and mucoplysoccharidoses has been cited.’* Chromosomal
studies have showed no abnormalities* 2 '

The prognosis depends ‘on cardiac and respiratory malforma-
tions, but patients who escape severe-ones will not die in the

newborn period or in early infancy and will reach middle age. The
oldest reported patient is a 58-year-old male.

Summary

This further case of Ellis-van Creveld syndrome, with relative
megacolon due to partial anal stenosis, is reported here to draw
greater attention to this type of disorder.
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