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Abstract

The authors describe the case of a young female patient with primary amenorrhea and normal secondary sexual char-

acteristics. The diagnostic investigation demonstrated the occurrence of Mayer-Rokitansky-Kuster-Hauser’s syndrome.
Keywords: Paramesonephric (Mullerian) ducts; Abnormalities.

Resumo

Os autores descrevem o caso de uma paciente jovem com amenorreia primaria e caracteres sexuais secundarios normais.

A investigacdo diagndstica constatou a ocorréncia da sindrome de Mayer-Rokitansky-Kuster-Hauser.
Unitermos: Ductos paramesonéfricos; Anormalidades.
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INTRODUCTION

Mayer-Rokitansky-K uster-Hauser syn-
drome is an uncommon condition, with an
incidence of one in 4000-5000 female
births?, and is the second most frequent
cause of primary amenorrheaafter gonadal
dysgenesis®. Such adisorder is aform of
Mdllerian agenesis characterized by vagi-
nal atresia, and uterine/tubal abnormalities
which may include absence or hypoplasia
of the uterus and Fallopian tubes. The pa-
tients present karyotype 46,XX and normal
secondary sexual characteristics, as the
ovaries are present and functional, but
menstruation is absent™.

Such syndrome is classified into three
types according to the involvement of
structures other than the onesrelated to the
reproductive system. Thetypical syndrome
(typel) isrepresented by abnormalities re-
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stricted to the reproductive system. The
second one (type Il) is an atypical syn-
drome, with the presence of asymmetric
uterine remnants and abnormal uterine
tubes. Such syndrome type may be associ-
ated with ovarian disease, congenital renal,
bone abnormalities and hearing defects. A
third one, the so called MURCS type, in-
volves uterovaginal hypoplasia or aplasia,
renal, bone and cardiac malformations'*.

Renal malformationsinclude; unilateral
agenesis, horseshoekidney, renal hypopla-
sia, ectopic kidneys and hydronephrosis.
Bone malformations occur particularly in
the vertebrae, most commonly with verte-
bral fusion (particularly cervical vertebrae),
Klippel-Feil syndrome and scoliosis. Car-
diac dterations and digital aterationssuch
assyndactyly and polydactyly arerarer than
those previously mentioned®.

The syndrome etiology remains un-
known, but the increased number of cases
infamilial aggregatesraisesthe hypothesis
of agenetic cause.

The present report describes the case of
afemale 16-year-old patient with primary
amenorrhea and normal secondary sexua
characteristics submitted to clinical-radio-
logical investigation and surgica treatment.

CASE REPORT

Female, 16-year-old patient with pri-
mary amenorrhea, with no other clinical
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disorder. At clinical examination, the pa-
tient demonstrated a development of sec-
ondary sexual characteristics compatible
with her chronological age. At gynecol ogi-
cal examination a grooved urethra with
elevated edges was observed. Speculum
examination was not performed.

Transabdominal ultrasonography did
not demonstrate the presence of uterus and
ovariesin their habitua site, but the study
was inconclusive because of technical dif-
ficulties. At magnetic resonance imaging,
the uterus could not be visualized and the
ovaries presented volume, signal and loca
tion with no abnormality. Also, the vaginal
cana could not be visualized by such im-
aging method (Figure 1).

Genetic evaluation reveaed karyotype
46,X X, thus determining the diagnosis of
Mayer-Rokitansky-Kuster-Hauser ~ syn-
drome. The patient was submitted to sur-
gical correction of the vagina (neovagino-

plasty).

DISCUSSION

Thetypical clinical presentation of this
syndrome is primary amenorrhea, in asso-
ciation or not with cyclic colic pain, in an
adolescent with secondary sexual charac-
teristics compatible with age, with no sign
of virilization. Gynecologic examination
may detect either absence of the vaginal
candl or vagina shortening®?59,
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Figure 1. A: Sagittal, MRI T2-weighted image without fat suppression: note that the uterus is not seen in the uterovesical excavation. B: Axial T2-weighted
image without fat suppression: note the ovaries with normal volume and shape, in their habitual site, the right ovary presenting follicles (arrow). C: Axial, T2-
weighted image: note the absence of the vagina. D: Axial, T2-weighted image: note the absence of the uterus.

Imaging studies such as ultrasonogra-
phy and magnetic resonance imaging, in
association or not with laparoscopy, are
necessary to allow the determination of the
anatomic characteristics of the syndrome.
Ultrasonography is the initial method of
choice. This method can demonstrate the
absence of the uterus between the bladder
and the rectum®>9, The vestigial lamina
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may be confused with the uterus, asit is
found in its habitual site. Also, renal
anomaliesmay be observed in cases of type
I syndrome®.

Magnetic resonanceimaging isthe most
sensitive and specific imaging method in
the evaluation of this syndrome, not only
for allowing the acquisition of multiplanar
images, but aso for alowing the acquisi-

tion of sequences with fat saturation. It al-
lows agood definition of anatomical ater-
ations such as uterine agenesis, as well as
evaluating ovaries, vagina and associated
anomalies>#>9),

Laparoscopy is indicated only in cases
where the evaluation by the two previous
imaging methods is inconclusive and pro-
vided this method allows the definition of
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a therapeutic strategy. Once the diagnosis
of Mayer-Rokitansky-Kuster-Hauser syn-
drome is established, a clinical investiga-
tion should be undertaken to identify pos-
sible associated malformations'™?.

The final diagnosis is achieved by the
association of the imaging findings with
the presence of the karyotype 46,XX. The
differential diagnosis should be madewith
other situations where the patient presents
primary amenorrheaand normal secondary
sexual characteristics, such as congenital
absence of uterus and vagina, isolate vagi-
nal atresiawith androgen insensitivity syn-
drome ans transverse vaginal septum with
imperforate hymen®.

Because of the typical anatomic alter-
ations, Mayer-Rokitansky-Kuster-Hauser
syndrome generates anxiety and psycho-
logical distress with consequences on the
patient’s quality of life, thus requiring a
multidisciplinary approach ®®. The indi-
cated anatomic treatment is the surgical or
non-surgical creation of a neovagina,
which may allow these patients to have a
normal sex lifeé®. As the surgical ap-
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proach is chosen, uterine remnants can be
removed to avoid future endometriosis®.

Patients who want to have children
should be encouraged to adopt, or the pos-
sibility of having biological children by
means of assisted reproduction techniques
should be suggested, considering that the
presence of functional ovaries in these
women allow the production of normal
ovules®®,

Even with the recent developmentsin
the management of this syndrome, its di-
agnosis causes significant psychological
distress, affecting the patients quality of life
because of the absence of menstruation and
impossibility of pregnancy. The distress
caused by the diagnostic may be aleviated
by surgical or non-surgical trestments, by
the passage of time, by counseling, by
family’s support and by support groups'®.
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