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In 1946, Potter described the peculiar facial appearance of infants with bilateral
renal agenesis, accompanied in general by external and internal organ and system
,malformations, which has since been known as Potter’s syndrome!. The facial
appearance of this syndrome, called ‘’Potter facies’, is of wide-set eyes, prominent
epicanthal folds, an unusually flattened nose, receding chin, and large, low-set ears
deficient in cartilage. However, the Potter facies, considered so typical in the recog-
nition of renal agenesis on external examination, occur in other renal disorders
which interfere with the formation of amniotic fluid, and in infants with normal
kidneys but prolonged leakage of amniotic fluid216, Incidence figures vary, but
Potter's syndrome is likely to occur in about one in 2900-4800 deliveries?. At the.
Hacettepe University Institute of Child Health only two cases of bilateral renal agen-
esis have been recorded among 2000 pediatric necropsies during a period of 15
years. The aim of this communication is to present those two cases of Potter’s
syndrome with emphasis on the associated extrarenal malformations, and to review
briefly recent hypotheses about the development of Potter’s syndrome and Potter
facies.

Case Reports

Case 1

The mother was 26 years old, this was her second pregnancy, and she reported
having received hormonal therapy in the first trimester of the pregnancy. No paren-
tal consaguinity was recorded. The one-year-old sibling was in good health. The
amniotic membrane ruptured four hours prior to delivery, at the end of the 35th
gestational week. Following spontaneous labor, the mother gave birth to a baby
weighing 1740 grams with ambiguous genitalia.
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Discussion

Potter’'s syndrome is a well-defined and easily recognizable clinical and pathological
entity. The pregnancy, except in rare and unusual conditions, is associated with
oligohydramnios, and at delivery the infant generally exhibits a typical facial appear-
ance known as Potter’'s facies. There are deformities of the extremities such as
spade-like hands and talipes equinovarus. The skin is usually wrinkled as if the child
were suffering from severe dehydration. The infants are usually growth-deficient;
those who are not stillborn exhibit severe respiratory distress. Even with assisted
ventilation they do not survive more than a few hours. Hypoplastic lungs are the
major cause of death, this being felt before uremia due to the renal agenesis has
time to develop. Three fourths of the babies are male. The two cases presented in
this paper both had typical facial and skin appearance and prominent genital malfor-
mations. In the second case there was anal atresia as well, as reported previously. In
the first case cardiac anomalies were also involved. The aneurysmal dilatation of the
membrano ovalis was thought to be secondary to the hydrodynamic changes due to
pulmonary hypoplasia, while the other anomalies such as bicuspid right atrioventri-
cular ostium and numerous myxomatous verrucae with blood cysts were develop-
mental changes.

The majority of the patients show malformations of the external genitalia. One fifth
of the affected infants have no ureters, bladder or external genitalia as in both of our
cases. In addition the adrenal glands are generally of a disk-like shape as in our
cases. In only 5% of cases are the adrenal glands absent 16. '

It seems likely that, in some instances, genetic factors play a role in the etiology of
this disorder. Occurrences of bilateral renal agenesis in siblings are suggestive of
an autosomal mode of inheritance2:6.14; but the fact that in a pair of identical twins
one twin was seen to be affected suggests that nongenetic factors can also be
involved8. The chromosome analyses are normal. In one of our cases chromosomal
study was performed and found to be normal. Even so, in some cases, apparently
male infants have an XX sex chromosome complement3,

The development of the major features of Potter’s syndrome is mainly considered to
be a consequence of multiple mesodermal defects. On the other hand, extrarenal
features of Potter's syndrome are thought to be secondary to oligohydramnios and
compression of the uterus# (Figure 5). Experimentally, similar facial appearances
have been shown in rats’. Further, it seems reasonable to suppose that in the case
of both monoamniotic and monochorionic twins where one has bilateral renal agen-
esis, except for low-set ears the characteristics of Potter’s facies may be absent as
was reported in one instance in the literature8. Bain and Scott® reported a case with
anencephaly and normal amount of amniotic fluid showing bilateral renal agenesis
without any external appearance of this syndrome. In a similar mechanism, pulmo-












