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Congenital absence of perineal and/or anal openings
and associated anomalies have been reported previously.
Several authors have reported different features of this
spectrum from hypoplastic pelvic outlets to female
pseudohermaphroditism to persistent cloacae (1-4).

In 1987, Escobar et al. (5) first proposed urorectal
septum malformation (URSM) sequence that include
absence of anal and perineal openings, ambiguous genitalia
and renal anomalies. In 1997, they reported thirteen
additional urorectal septum malformation sequence cases
(6). Twenty five cases were recently reported by Wheeler
and Weaver (11).

In this paper, we present a patient who has clinical
findings similar to URSM sequence.

Case report

An infant was born by cesarean section to a 33-year
old mother at 32 weeks of gestation. Apgar scores were 3
at the 1*' minute, 5 at the 5" minute. At birth, the baby had
respiratory distress requiring endotracheal intubation. The
baby died after seven hours due to pulmonary insufficiency.
The pregnancy was complicated by severe
oligohydramnios; narrow rib cage and lower limb anomaly
were noted during ultrasound examination at 24" week.
Fetal echocardiography was noted as normal.

No maternal drug exposure, infectious disease, alcohol
or parental consanguinity was reported. Hormonal
investigations concerning the virilization were normal.
The mother had a phenotypically normal male stillborn of
34 weeks gestation previously.

Birth weight and length were 1250 g (10™ percentile)
and 33 cm (<10™ percentile), respectively. Potter face
(Fig.1), arthrogryposis multiplex congenita, rocker bottom
deformity and imperforate anus were observed on physical
examination. There were two umbilical arteries and single
umbilical vein. External genitalia had male appearance.
Phalluslike structure was small with a blind depression at
the tip and scrotum was empty (Fig. 2). No perineal
openings were observed (Fig. 3). X-ray showed no sacral
abnormality. Chromosomal investigation revealed normal
female karyotype, 46, XX.
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Figure 1. Potter face of the patient. Epicanthal folds,
hypertelorism, low-set ears, small chin.

Postmortem examination showed bilateral lung
hypoplasia, anorectal atresia, normal fallopian tubes and
ovaries, uterus and vagina. Distal colon opened to the
vagina. The kidneys, ureters, renal arteries and bladder
were absent.

Discussion

An infant described herein exhibited a specific pattern
of developmental abnormalities characterized by Potter
face, lower limb deformities, no urethral and perineal
openings, lower gastrointestinal anomalies, bilateral renal
agenesis and female pseudohermaphroditism.

In a human fetus, the hindgut initially forms a cloacae,
which is bound externally by a cloacal membrane
composed of ectoderm and endoderm. In the fourth week
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Figure 2. Features of lower limb and external genitalia:

Arthrogryposis multiplex congenita, rocker bottom defor-
mity, phalluslike structure.

of the fetal age, cloacae begins to be divided into two parts
by the urorectal septum that is composed of mesoderm.
By the seventh week, the urorectal septum fuses with the
cloacal membrane. The result of this migration and fusion
is the anterior primitive urogenital sinus and posterior
anorectal canal. In the male, primitive urogenital sinus
develops into the bladder and the pelvic and penile urethra.
In the female, primitive urogenital sinus develops into the
bladder, the membranous urethra, and vestibule of vagina.
When the urorectal septum unites with the cloacal
membrane, the membrane anteriorly becomes the
urogenital membrane and posteriorly the anal membrane
with the urorectal septum serving as the dividing point.
The two membranes rupture late in the seventh week to
give rise to the external urogenital sinus and the anus,
respectively. In the males, the genital tubercle becomes
the penis with the penile urethra formed in part from the
urogenital sinus. The inferior one third of the anorectal
canal develops from the anal pit that is created from
mesenchyme proliferating around the anal membrane.
Abnormalities of cloacal septation affect the formation of
urogenital sinus and subsequently the normal development
of Miiller’s tubercle and thus the vagina and uterus (5,8,9).

Carpenter and Potter (10) reported 48 cases with renal
agenesis in which four cases with female
pseudohermaphroditism had no urethral and perineal
openings. Escobar et al. (5) have reported six female babies
with ambigous genitalia and developmental anomalies in
the urogenital and the lower gastrointestinal tract and
lacking urethral and vaginal openings in the perineal
region. Each patient had normal female chromosomes and
normal adrenal gland function. They have taken this
constellation of anomalies to be the result of urorectal
septum’s insufficient migration or unsuccessful fusion with
cloacae membrane and called it the “Urorectal Septum
Malformation Sequence”.

Lubinsky (11) and, Gardner and Nelson (4) reported
female pseudohermaphroditism and associated urogenital
and lower intestinal tracts anomalies. They suggested that
the existence of a spectrum of caudal defects presumably
arises from abnormalities of mesodermal migration and

20

Figure 3. Features of the perineum. No perineal openings

differentiation in the caudal developmental field. Gardner
and Nelson (4) designated this continuum of defects in
the cloacal dysgenesis spectrum.

Wheeler et al. (6) reported the findings of 13 new cases
of URSM. They accepted that absence of anal and urethral
openings in both sexes and no vaginal openings in female
as the minimal diagnostic criteria for the diagnosis of the
URSM. They showed bilateral renal agenesis in 3 of the
13 cases, unilateral renal agenesis in 6, and dysplastic
kidneys in 10.

We believe that the findings of our case including
absence of perineal and anal opening, female
pseudohermaphroditism, rectovaginal fistula and renal
agenesis fit urorectal septum malformation sequence.
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