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Abstract

Maldevelopment of the vagina and cervix is frequently accompanied by uterine aplasia or hypoplasia. Complete cervico-
vaginal aplasia with a normally developing uterus is a very uncommon type of developmental failure. Failure to treat the
condition can result in complications such as hematometra and hematosalpinx caused by the retrograde flow of blood into
the fallopian tubes. In this case report, we describe the case of a 32-year-old woman experiencing cyclic abdominal pain
and primary amenorrhea. The patient exhibited cervico-vaginal agenesis, with a functional uterus that was complicated by

hematometra and bilateral hematosalpinx.
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Introduction

Vaginal aplasia or vaginal agenesis, is a rare congenital
abnormality of the female genital tract, occurring in approxi-
mately 1 in 4000 female births.! The Mayer-Rokitansky-
Kuster-Hauser syndrome (MRKH syndrome) is the most
common cause of this anomaly. Despite extensive gene
research, the syndrome’s etiology is still unknown, though it
is thought to be hereditary.? However, in 9% of cases, vagi-
nal aplasia can be isolated in the presence of a functional
uterus.

Case report

A 32-year-old woman with no prior medical conditions pre-
sented with primary amenorrhea and has been experiencing
chronic and cyclic pelvic pain since the age of 12. The patient
reported not having any gynecological history or sexual activ-
ity and had never seeking medical attention before due to
financial constraints and limited accessibility to healthcare.

During the clinical examination, the patient had a normal
physical appearance and well-developed secondary sexual
characteristics. In addition, a hard and painful pelvic mass
was detected.

During the examination of the vulvo-perineal area, the
external genitalia appeared normal, with well-defined labia
majora, labia minora, and clitoris. However, there was an
absence of a vaginal opening.

Ultrasonography revealed an enlarged uterus with a sig-
nificant mass occupying the uterine cavity (Figure 1).

A pelvic magnetic resonance imaging (MRI) scan showed
an anteverted uterus measuring 106 mm in height, 53 mm in
thickness, and 122mm in width. There was a pronounced
accumulation of blood (hematometra) at the empty line of
the uterus. The junctional zone appeared normal, and the
myometrium was homogeneous. In addition, there were
bilateral hematosalpinx and a hemorrhagic cyst in the left
ovary. The cervix and vagina were not visualized (Figure 2).

The diagnosis of hematometra and hematosalpinx sec-
ondary to total cervico-vaginal agenesis on a functional
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Figure |. Axial and sagittal ultrasonography images showing a large heterogeneous mass in the uterine cavity.

uterus was retained. There were no MRI findings of
endometriosis.

The condition was discussed with the patient. A hysterec-
tomy was suggested for the patient and her family. After con-
sultations with other specialists, the consensus was that a
hysterectomy would be the best treatment for her case.

Abdominal hysterectomy was performed using the usual
techniques. At the lower part of the uterus, a cervix was not
demonstrated.

The postoperative period was uneventful, and the patient
was discharged in satisfactory condition.

The histopathological examination of the hysterectomy
specimen revealed no evidence of endometriosis.

Discussion

Congenital anomalies of the genital tract depend on the
degree of development of the miillerian system. The disorder
known as miillerian agenesis, also known as Rokitansky
Kuster-Hauser syndrome, results from the failure of the
development of the miillerian system. In rare cases, the miil-
lerian system’s cranial part develops while the caudal part
fails to develop, resulting in a functional uterus with con-
genital cervix and vaginal aplasia.* Typically, vaginal aplasia
is partial, and the distal, medial, or cranial third is affected.
The incidence rate of congenital absence of the vagina is
approximately 1 in 4000 to 10,000 live births. Among these
cases, it is estimated that around 7%-8% will have a func-
tioning uterus.* Cervicovaginal aplasia, considered the most
uncommon form of developmental failure, has an incidence
of 1 in 80,000 to 100,000 live births.°

Adolescent females affected by this disease frequently
present with primary amenorrhea, normal ovarian function,
normal developed secondary sexual features, and a 46,XX

karyotype.

Vaginal agenesis often coexists with other anomalies,
with urinary tract anomalies being the most prevalent.
Among these, unilateral renal agenesis (21%), pelvic kidney,
horseshoe kidney, and ureteric duplication are commonly
reported, accounting for approximately 40% of cases.>

The accumulation of menstrual blood leads to the dilation
of the uterus, causing a backflow that fills both fallopian
tubes and spills into the abdominal cavity. This retrograde
menstruation contributes to the blockage of the tubes and the
development of hematosalpinx. It can also result in the for-
mation of adhesions within the pelvic region or membranes,
gradually straightening from the ostium to the tuba. Each
patient may have a varying capacity for collecting menstrual
blood, with the highest reported capacity being 3000ml,
according to a study.” Furthermore, the dilation of the genital
area creates a mass sensation that can be felt near the umbili-
cal cord, as in our case.?

During childhood, vaginal malformations remain asymp-
tomatic; they become noticeable in adolescence if they stop
the flow of menstrual blood.’

Patients tend to underreport their vaginal agenesis symp-
toms until they become sexually active. The incapacity to
have coitus, primary amenorrhea, and infertility are the
symptoms. Patients with vaginal agenesis may also be
uncomfortable with some symptoms that affect their quality
of life. Periodic soreness in the lower abdomen is one of the
symptoms. The pain is consistently experienced on approxi-
mately the same date each month. It represents the menstrual
period, which is obstructed and collected. Some patients
(like the patient in this case) still have a normal uterus despite
not having a vagina.®

The diagnosis is confirmed by a pelvic ultrasound,
which can reveal a hematometra along with the complete
absence of the vagina while demonstrating normal func-
tioning of the ovaries and uterus. Renal ultrasound or
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Figure 2. Magnetic resonance imaging revealing a cystic mass consistent with clotted blood filling the uterine cavity, without uterine

cervix and vagina.

intravenous urography may be performed to assess for any
associated urinary abnormalities.?

While pelvic ultrasonography is widely accessible and
can provide a pretty precise image of the uterus, it is not as
sensitive as a magnetic resonance imaging scan when it
comes to clearly defining the morphology of the uterus.

MRI is recognized as the gold standard for imaging
anomalies of the upper urogenital tract.’ According to
Humphries et al., the application of MRI also extends to
anomalies of the vagina, and it provides valuable informa-
tion in children and adolescents where clinical examination
of the vagina may not be possible.

On T2-weighted sequences, in the sagittal and coronal uter-
ine planes, the junctional zone has low signal intensity, the
outer myometrium has moderate to high signal intensity, and
the endometrium has high signal intensity. Because the cervix
only typically exhibits two distinct zones: a narrow inner
endocervical canal with a high signal intensity and a larger

outside zone with a low signal intensity that resembles the
uterine corpus’ junctional zone, it may be easily distinguished
from the uterine corpus. Consequently, an MRI examination
makes it easy to recognize when the cervix is absent.*

The treatment of vaginal aplasia depends on whether
there are coexistent uterine anomalies. The literature
describes a wide range of strategies, indicating that the per-
fect approach has not yet been discovered.® The creation of a
neovagina and neocervix is a complex procedure associated
with high morbidity and limited success. Many patients
eventually require a hysterectomy. According to the litera-
ture, several authors'®!! have concluded that hysterectomy
should be the treatment of choice, with psychological sup-
port provided, as reconstructive surgery carries serious com-
plications such as sepsis, endometriosis, and the need for
multiple surgeries due to restenosis. In addition, due to endo-
metriosis, the patient has a low possibility of spontaneous
conception.'?
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However, with advancing surgical skills and assisted
reproductive techniques, conservative surgery could be con-
sidered as the primary treatment option. It is important to
consider the patient’s femininity and the potential impact on
her self-esteem caused by a distortion of her physical
image.'? In this particular case, we opted for hysterectomy
after obtaining informed consent from the patient.

Among all congenital anomalies, the absence of the
vagina in a normal uterus is one of the most difficult to man-
age. Though it is always tempting to keep the uterus to allow
conception and delivery, excision of a functional uterus is an
established treatment option for such anomalies, providing
relief from pelvic pain caused by hematocrit.

Conclusion

A diagnosis of congenital cervico-vaginal agenesis is com-
paratively uncommon and has a variety of presentations.
This might cause misdiagnosis and treatment delays. To elu-
cidate the type of obstructive mullerian anomaly present, a
thorough history, physical exam, and confirmatory imaging
studies are necessary.
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