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Summary

We present a case of Mayer-Rokitansky-Kuster-Hauser Syndrome type Il associated with fused pelvic
kidneys diagnosed by MRI. While MRKH Syndrome is a well-recognized entity associated with various
Mullerian structure malformations, we did not find any similar cases in our review of the literature
associated specifically with fused pelvic kidney ectopy. A brief review of the syndrome and its main
findings will be done by imaging.

Resumen

Se presenta un caso de Sindrome de Mayer-Rokitansky-Kuster-Hauser tipo Il asociado a rifidn pélvico
fusionado diagnosticado por resonancia magnética. Si bien el sindrome de MRKH es una entidad
bien reconocida asociada a diversas malformaciones de las estructuras mullerianas, en esta revision
de la literatura no se han encontrado casos similares asociados especificamente a ectopia renal
pélvica fusionada. Se hard una breve revision del sindrome vy sus principales hallazgos por imagen.

Introduction

Mayer-Rokitansky-Kuster-Hauser syndrome
(MRKH) is a rare congenital anomaly of the Miillerian
ducts, which is characterized by the absence of the uterus
and the upper two thirds of the vagina, with an incidence
of 1 per 4,000 to 5,000 female births (1). The patients
have normal functional ovaries and therefore a normal
phenotypic appearance of the external genitalia, while
the vagina may occasionally constitute a small pocket 2
to 4 centimeters long or be completely absent (2).

MRKH syndrome is divided into two subtypes
depending on whether it is isolated or associated with
other malformations. MRKH type 1 syndrome refers
to isolated utero-vaginal aplasia. MRKH type 2 syn-
drome refers to incomplete aplasia associated with
other malformations, within which renal and skeletal
malformations and hearing defects have been described.
The most frequently described renal abnormalities in the
literature include unilateral renal agenesis, renal ectopy,
and horseshoe kidney (1, 3-5).

The typical clinical presentation is a woman around
age 16 with primary amenorrhea. These patients present
anormal female phenotype with development of second-
ary sexual characteristics due to normal ovarian function.

Case presentation
16-year-old female patient consulting for primary
amenorrhea without any other associated symptoms.
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Physical examination reveals normal appearance of sec-
ondary female sexual characteristics. A pelvic ultrasound
was performed in which the uterus and ovaries were not
found. Magnetic resonance imaging (MRI) was obtained,
revealing the absence of a uterus, cervix, and proximal
vagina (Figure 1) and the presence of right (Figure 2)
and left (Figure 3) ovaries high in the abdominal cav-
ity. Additionally, pelvic kidney was demonstrated with
two separate renal units and hilum, with ectopic pelvic
kidney fused (Figure 4). A T11 vertebral body segmen-
tation anomaly consistent with butterfly vertebra was
also identified.

Discussion

It has been established that MRKH type Il syndrome
is associated with various renal abnormalities, of which
unilateral renal agenesis, pelvic kidney, and horseshoe
kidney are most frequently described in the literature
(1, 3-5).

In a study conducted by Hall-Craggs and collabora-
tors (4) in which 52 patients with a previous diagnosis
of MRKH syndrome had MRISs, they found abnormal
kidneys in 13 women. Among the renal abnormalities
described were renal agenesis, renal ptosis, horseshoe
kidney, pelvic kidney, atrophic kidney, and bilateral
renal scarring. In another study carried out by Oppelt
and collaborators (6), MRI was performed on 53 patients
with MRKH syndrome, in which abnormal kidneys were
found in 19 women. The renal abnormalities found were:
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12 cases of unilateral renal agenesis, 9 cases of unilateral pelvic kidney, The treatment of this condition is focused on the creation of a neo-
and two sclerotic kidneys. vagina to achieve a normal sexual life (initially by non-surgical methods

Among the differential diagnoses that should be considered are Mu-  using vaginal dilators and, if necessary, by surgical procedure). Patients
llerian aplasia and hyperandrogenism (WNT4 syndrome) and androgen ~ Who have a desire for fertility have the option to resort to in vitro ferti-
insensitivity syndrome, in which the absence of a uterus and upper vagina  lization with their own oocytes and the surrogate mother’s uterus. The
is also described: in the first case associated with hyperandrogenism  prognosis of this condition is good; however, psychological support is
and masculinized ovaries, and in the second case associated with the ~ recommended due to the stress it may cause in the patient’s life (2, 3, 4).
presence of testicles. Another diagnosis to take into account is isolated Despite the fact that this entity and its association with renal ano-
vaginal atresia (3, 5, 7). malies is widely described in the literature, we present a unique case in

which MRKH syndrome is associated with fused pelvic renal ectopy.

Figure 1. Pelvic MRI, with sagittal T2 information: pelvic kidney (black ) . . ) _ _ .
arrow). Absence of uterus, cervix and proximal vagina (white arrow). Figure 3. Abdominopelvic MRI with T2 coronal information: fused pelvic
kidney (black arrow), absence of uterus and vagina, left ovary in high
position (white arrow).

Figure 4. MRI of pelvis STIR axial sequence: pelvic kidney with two renal
Figure 2. Pelvic MRI with coronal T2 information: right ovary in high units and two independent threads (white arrows): fused pelvic kidney.
position (white arrow) and fused pelvic kidney (black arrow).
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