Case Reports

Mayer-rokitansky-kuster-hauser syndrome with
hyperprolactinemia
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ABSTRACT
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Mayer-Rokitansky-Kuster-Hauser Syndrome in association
with hyperprolactinemia is very rare. An 18-year-old,
Saudi, single, virgin female was accompanied by
her mother seeking medical advice regarding absent
menses. She had normal breasts, normal axillary and
pubic hair, normal vulva, urethra, and labial folds,
however, the vagina was blind, approximately 2 cm
length. Pelvic magnetic resonance imaging showed
normal appearing ovaries, a small uterus and small
cervix and vagina. Investigations showed initial high
serum prolactin of 1,517 mIU/L. Cranial MRI was
normal. The patient was diagnosed as mullerian
hypoplasia class I American Fertility Society. After an
extensive literature search, we present a unique case
of concomitant occurrence of MRKH, in the form of
mullerian hypoplasia, and hyperprolactinemia.
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ayer in 1829, followed by Rokitansky in 1838,

were the first to describe mullerian agenesis
or  Mayer-Rokitansky-Kuster-Hauser ~ syndrome
(MRKH)." The syndrome is defined as the absence
of the vagina with variable uterine development that
results from agenesis or hypoplasia of the mullerian
duct system.” Classically, affected women have
primary amenorrhea with normal secondary sexual
characteristics,® hypothalamic-pituitary-ovarian (HPO)
axis, and 46XX female karyotype.* We report a female
with MRKH in association with hyperprolactinemia.
Hyperprolactinemia in association with uterine
aplasia or hypoplasia may be pathogenetically linked
during embryonic development, resulting in a unique
syndrome. In this report, we present a rare case of
MRKH in association with hyperprolactinemia thus
emphasizing that 2 pathologies resulting in amenorrhea
could coexist.

Case Report. An 18-year-old, Saudi, single,
virgin female was accompanied by her mother seeking
medical advice regarding absent menses. She denied
cyclic pelvic pain or bleeding. Her sexual development
and growth were appropriate for her age. No previous
medical or surgical problems were encountered during
her lifetime. Her parents are second cousins and her
mother experienced menarche at the age of 16. She
has 5 younger sisters and one brother. Her 16-year
old sister underwent menarche at the age of 14 years.
There was no family history of primary amenorrhea,
congenital defects, or chromosomal anomalies. She
weighed 60 kg, and her height was 170 cm, with no
dysmorphic features. She had normal breasts, axillary
and pubic hair, vulva, urethra, and labial folds, however,
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the vagina was blind with approximate 2 cm length.
Upon abdomino-rectal examination, neither a uterus
nor other pelvic structures were palpable. Investigations
showed an initial high serum prolactin of 1,517
mlIU/L, and a reduced luteinizing hormone (LH) level
of 2.73 TU/L (2.1-12.6 IU/L). Follicle stimulating
hormone (FSH) (5.37 IU/L), estradiol (523.1 pmol/L),
testosterone (0.261 nmol/L), and thyroid stimulating
hormone (TSH) (1.61 mIU/L) were within normal
limits. Repeat prolactin was 804.1 mlIU/L. Her
complete blood count, renal profile, and liver function
tests were normal. Ultrasound revealed normal-sized
ovaries and a uterine (1.5 cm x 1.3 cm) body-to-cervix
ratio of about 1:1, suggesting a rudimentary uterus.
Pelvi-abdominal CT scan revealed normal kidneys
and a small uterus, cervix, and vagina. Pelvic magnetic
resonance imaging (MRI) showed normal appearing
ovaries, a small uterus with no endometrial tissue, and
small cervix and vagina with no detectable abnormality.
Cranial MRI revealed normal optic chiasm, pituitary,
hypothalamus, and cavernous sinuses. Her karyotype
was 46XX. The patient was diagnosed as mullerian
hypoplasia class I according to the standard American
Fertility Society classification.” We are reporting a case
of MRKH syndrome in the form of uterine hypoplasia
in association with hyperprolactinemia. After being
treated with twice-weekly cabergoline for 3 months,
her prolactin level decreased to 332 mIU/L. Despite
challenge with both progesterone and estrogen, the
patient denied any vaginal bleeding, confirming the
presence of a non-functioning endometrium.

Discussion. Mayer-Rokitansky-Kuster-Hauser
syndrome refers to the lack of mullerian development

Figure 1 - Magnetic resonance imaging of the pelvis showing normal
ovaries (thick side arrows), small uterus, small cervix and
vagina (thin center arrow).
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in individuals with primary amenorrhea, no apparent
vagina, and normal growth and development.’ The
syndrome can be divided in 2 groups: the first, or typical,
involves absence of uterus and vagina; and the second,
or atypical, involves additional renal, skeletal, and ear
abnormalities.® Women with mullerian agenesis have
normal 46 XX karyotype, normal external genitalia and
function, and vaginal agenesis with variable mullerian
duct abnormalities.” The incidence of MRKH has been
estimated from 1 in 4,000 to 1 in 20,000 female births
worldwide.” The cause of MRKH is unknown, however,
its etiology may include environmental, genetic,
hormonal, or receptor factors. The most common
presentation is primary amenorrhea at 15-18 years,
with normal growth and pubertal development.? Most
patients have a rudimentary, non-functioning uterus
similar to that reported in our patient, while 2-7%
have a functioning uterus.® As opposed to our patient,
whose high prolactin most likely led to decreased LH,
the function of the HPO axis is consistently reported as
normal in patients with MRKH.*® The only previous
report of hyperprolactinemia in MRKH patients was
from 1979, describing 2 MRKH patients with complete
agenesis in association with elevated hyperprolactinemia
and higher than normal prolactin levels.” The authors
suggested there may be a relationship between MRKH
and prolactin secretion. Radiological evaluation should
be included in the management of MRKH. Ultrasound
of the pelvis may be carried out to depict the size and
symmetry of the uterus,® however, MRI has been more
widely used due to its greater accuracy.'’ Laparoscopy
is no longer indicated.>® Management of patients with
MRKH involves psychosocial support and correction of
the anatomic abnormality. Emphasis must be placed on
psychological assessment, counseling, and supporting
the patient in dealing with this overwhelming
diagnosis.>® Both surgical and non-surgical methods
are available to correct vaginal agenesis.” Graduated
vaginal dilation using the Frank technique or Ingam
modification has been successful in allowing satisfactory
intercourse. An alternative involves surgically creating
a neovagina. Several procedures have been proposed.
McIndoe, the most commonly carried out, utilizes a
split-thickness skin graft from the buttocks.” After an
extensive literature search, we present a unique case
of concomitant occurrence of MRKH, as mullerian
hypoplasia, and hyperprolactinemia. Almost 30 years
following the only other reported case in the literature of
MRKH and hyperprolactinemia, we agree that perhaps
there is a relationship between them, however, a definite
conclusion is precluded due to the limited number of
patients. This brings us to emphasize the importance of
physical examination in young patients presenting with
amenorrhea. Primary amenorrhea in a young female
needs a thorough workup since 2 etiologies in the same
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person leading to the same pathology could coexist.
Finally, due to the multifactorial proposed etiologies
of MRKH, concurrent hormonal disturbances can
occur, as seen in our patient. Hyperprolactinemia in
association with uterine aplasia or hypoplasia may be
pathogenetically linked during embryonic development,
resulting in a unique syndrome. Further studies are
needed to clarify a possible complex association of
mullerian malformation and hormonal variation. This
case may represent a distinct syndrome from those
previously defined.
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