Malformation due to Presumed Spontaneous
Mutations in Newborn Infants

An estimate of the frequency of
new mutations and the mutation
rate among congenital anomalies
has been made through an on-
going study of newborns. Congen-
ital anomalies among live-born
and stillborn infants of at least 20
weeks' gestation were tabulated
over a 10-year period at one in-
stitution. Of 69,277 infants, 1,549
(2.24%) had some type of congen-
ital anomaly. Anomalies sugges-
tive of single-gene disorders were
found in 48 of 69,277 infants

(0.07%). Family studies sug-
gested that 11 of these 48 single-
gene disorders represented new
mutations: 10 were autosomal
dominant and one was X-linked.
The reported mutation rate, 11
of 69,227 (0.00016), was lower
than rates quoted in similar stud-
ies. There were no differences in
the ages of the female or male
parents of the infants with muta-
tions when compared with con-
trols. The spontaneous rate for
achondroplasia was 1.4/100,000








