





























176 CORNELIA DE LANGE SYNDROME

hyperplasia. The second patient had atrial septal defect with hypoplastic
aortic valves, small left ventricle, patent ductus arteriosis, polycystic kidneys
and fusion of the adrenal glands in front of the aorta. The third case show-
ed the following malformations: ventricular septal defect, endocardial
fibroelastosis of the right ventricle, open foramen ovale, hypertrophy of
the circular muscles of the stomach and esophagus and multiple renal
cysts.8

The etiology of Cornelia de Lange’s syndrome has yet to the be elu-
cidated; it is claimed, however, that intrauterine events may be of impor-
tance. To support this theory it can be seen that in many cases the patients
have low birth weights for the length of gestation, and that their fetal move-
ments are also decreased. More interesting, however, is the history of
vaginal bleeding during pregnancy in many cases. There are a few which
have been reported where mothers were subjected to radiation during preg-
nancy and one where the mother had measles.

Opitz et al believed the syndrome to be hereditary, and thought that
the mode of inheritance was most probably automosamal recessive.? To
support this it may be pointed out that there are seven families in the
literature with more than one case of the condition. However, others claim
that these were not in fact genuine cases of de Lange’s syndrome. In one
pair of identical male twins the syndrome was present in both of them;
up to the present consanguinity of the parents has been reported in only
one case.!! Opitz et al, in searching for a solution to the infrequency of
consanguinity suggest that the gene causing this conditicn may be one
frequently encountered in the general population.

Chromosomal analysis have been made in about 100 cases, 16 of
which showed various abnormalities (Table II). The structural abnormali-
ties seen have not been consistent, and in a few cases one extra minute
chromosome has been observed. Chromosome studies in De Lange’s syn-
drome have usually resulted in normal findings, while the abnormalities
seen in some cases have varied from patient to patient. It should also be
emphasized that many of the cases with chromosomal aberrations have
lacked some of the cardinal findings for the syndrome. Some workers in
the field, who still believe that a chromosomal aberration is at the basis of
the problem, claim that the condition is either the result of a minor abnor-
mality that cannot be detected with techniques presently available, or
that it is due to some form of chromosomal imbalance.

The dermatoglyphic findings observed in these patients up to the
present are listed below:
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