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ABSTRACT
Mayer-Rokitansky-Küster-Hauser syndrome (SMRKH) is a congenital pathology 
characterized by aplasia or agenesis of structures that develop from the mullerian 
ducts in genotypically and phenotypically normal females. The prevalence of this 
syndrome is uncertain. There are only two population-based studies evaluating it. We 
present two clinical cases, in an adolescent and older adult woman. These patients 
require clinical, epidemiological, hormonal and imaging studies by a multidisciplinary 
team that includes a psychologist to support the patient’s acceptance of the 
situation, as well as considerations related to subsequent surgeries and reproductive 
consequences.
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RESUMEN
El síndrome de Mayer-Rokitansky-Küster-Hauser (SMRKH) es una patología 
congénita caracterizada por aplasia o agenesia de las estructuras que se desarrollan 
en los conductos mullerianos en mujeres genotípica y fenotípicamente normales. 
La prevalencia de este síndrome es incierta. Existen solo dos estudios poblacionales 
que la evalúan. Presentamos dos casos clínicos, en una adolescente y en una adulta 
mayor. Estas pacientes requieren estudios clínicos, epidemiológicos, hormonales 
e imagenológicos por un equipo multidisciplinario que incluya un psicólogo para 
apoyar a la paciente aceptar la situación, así como los planteamientos relacionados 
a cirugías posteriores y las consecuencias en la reproducción.  
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Mayer-Rokitansky-Küster-Hauser syndrome (MRKHS) is a congenital pa-
thology characterized by aplasia or agenesis of developing structures 
of the mullerian ducts in genotypically and phenotypically normal fe-
males(1). Its etiology is unknown. Studies conducted in family groups sug-
gest the presence of a first-degree genetic component(2). Although this 
genetic component has not been extensively investigated(3), the most 
studied genes correspond to HOXA and WNT4, which are involved in 
dysregulation of the activation of the mullerian inhibitory substance(4).

The prevalence of this syndrome is uncertain. There are only two pop-
ulation-based studies evaluating it. The first, carried out between 1953 
and 1957, reports one case in every 10,558 female births, and the sec-
ond, from Finland, reports one case in 4,961 births(5). In Peru there are 
no prevalence studies of the syndrome, but a series of 6 cases and a 
review of the literature was published in 2000(6).

Regarding the classification of MRKHS, there is type I which is mainly 
characterized by utero-vaginal aplasia, and type II is related to extra-
genital abnormalities which, in most cases, are renal (30%-40%), as well 
as skeletal, atrial or cardiac abnormalities in a lower percentage(3,7).

We present two clinical cases of MRKHS, one in a 16-year-old adolescent 
girl and the other in a 44-year-old female patient, with similar clinical 
findings and who were referred to the Hospital Nacional Docente Madre 
Niño San Bartolomé.
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Case 1

A 16-year-old nulliparous patient from Huan-
cavelica, in the central-western highlands of 
Peru, with no menarche, reported chronic pel-
vic pain in 28-30-day cycles since the onset of 
puberty 4 years earlier. The pain was colicky, of 
8/10 intensity, which decreased with analgesics. 
On physical examination she presented mod-
erate intensity pain on deep palpation in the 
hypogastrium with no signs of peritoneal irrita-
tion. Breast development was Tanner 4, and the 
distribution of pubic hair was Tanner 3. External 
genitalia revealed absence of continuity of the 
vaginal introitus (Figure 1), hymen of normal 
characteristics, permeable urethra and vulva 
with unaltered labia majora and labia minora.

The patient was hospitalized for studies. The dos-
age of hormones (TSH, T3, T4, LH, FSH, estradiol, 
prolactin and testosterone) was within normal 
parameters. Imaging tests were requested and 
displayed no renal or abdominal abnormalities. 
Pelvic ultrasound showed a predominantly solid 
mixed tumor measuring 57 x 33 x 35 mm in the 
right adnexa (Figure 2) and the right ovary mea-
suring 30 x 19 x 20 mm displaced to the left, with 
no visualization of the left ovary. Magnetic reso-
nance imaging (MRI) presented the uterus of nor-
mal shape and size in intermediate position, the 
cavity of 10.4 cm distended by fluid, and small Na-
bothian cysts on both sides of the midline smaller 
than 8 mm. The conclusions were uterus in inter-
mediate position with serometra and alteration 
of cervical morphology. The karyotype study 
showed no chromosomal alterations (46,XX).

Examination under anesthesia was performed, 
in which the labia majora and minora, urethra 
and hymen were of normal characteristics but 
without hymenal orifice. The cervix could not 
be palpated by rectal examination, the uterine 
body of 4 x 4 cm was lateralized to the right. Di-
agnostic laparoscopy showed the presence of a 
uterine sketch of 4 x 4 x 4 cm, absence of the left 
horn (Figure 3), tube and right ovary of 3 x 2 x 1 
cm with a paratubal Gardner cyst of 2 x 2 cm, left 
tube elongated and hypotrophic in its proximal 
third, adhered in its middle third to the pelvic 
wall, and presence of a Gardner's cyst adhered 
to the left tube and ovary, 3 x 2 x 1 cm, of nor-
mal appearance. After a favorable postoperative 
period, she underwent laparotomy 5 days later 
to remove the rudimentary right hemiuterus 

distended by hematometra, with bilateral sal-
pingectomy. Agenesis of the left hemiuterus was 
seen and the ovaries had a normal appearance. 
The patient evolved favorably, pending recon-
structive surgery of the neovagina.

The patient was hospitalized for 2 days, anal-
gesics were administered, and her return to 
Huancavelica was arranged. In the follow-up by 
telephone during the following 2 months, she re-
ported no discomfort or incidence.

Case 2

A 44-year-old nulliparous woman from the city 
of Jauja in the central highlands of Peru, without 
menarche, reported chronic pelvic pain in cycles 
for 18 years, in addition to primary infertility. 
She had undergone a right cystectomy 17 years 
earlier. The gynecological examination revealed 
the absence of the vaginal canal (Figure 4), nor-
mal hymen, permeable urethra and vulva with 
unaltered labia majora and labia minora.

Imaging tests showed no renal or abdominal ab-
normalities. Pelvic ultrasound revealed hema-
tometra with a volume of 38.87 mL, absence of 
uterine cervix and hypotrophic ovaries (Figure 5).

The MRI showed an enlarged uterus with right lat-
eralization and alteration of its morphology due 
to the presence of an extensive liquid collection 
that distended the endometrial cavity and col-
lapsed the cervical canal, with a volume of 35 mL.

Examination under anesthesia recognized labia 
majora and minora, urethra and hymen of nor-
mal characteristics, vagina 3 cm deep, absence of 
cervix uteri. The opening of the cavity revealed 
multiple parieto-epiploic and right parieto-uter-
ine adhesions, rudimentary right uterine horn 
of 8 x 6 cm with hematometra of approximately 
40 mL (Figure 6), agenesis of the uterine cervix, 
absence of the left uterine horn, ovary and left 
tube of normal appearance, ovary and right tube 
absent due to surgical history.

The patient was hospitalized for 2 days, with fa-
vorable evolution and was discharged with indi-
cations.

She went for a check-up one week after the op-
eration, to remove the stitches, with no discom-
fort or incidences.
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Figure 1a. Case 1: Unaltered external genitalia. Absence of conti-
nuity in the vaginal introitus.

Figure 1b. Case 2: Unaltered external genitalia. Absence of conti-
nuity in the vaginal introitus.

Figure 3a. Case 1: Presence of the right uterine horn of 4 x 4 x 
4 cm with hematometra. Absence of left hemi-uterus. Ovaries of 
normal appearance.

Figure 2a. Case 1: Right adnexal mixed tumor with anechoic con-
tent reported as hematometra. 

Figure 3b. Case 2: Right uterine horn distended 6 x 5 x 6 cm with 
hematometra. Absence of left hemiuterus. Ovaries and normal left 
tube. Adhesions due to a history of left adnexectomy.

Figure 2b. Case 2: Rudimentary right uterine horn of 8 x 6 cm with 
hematometra.
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Discussion

The pain characteristics presented by both pa-
tients are frequent correlates in these cases and 
are explained by the fact that the patient does 
not identify her problem until she notices the 
absence of menstruation and the associated 
pain, comparable to menstrual periodicity. This 
period of apparent normality is explained by the 
presence of a normal 46,XX karyotype with no 
identifiable phenotypic alterations and normal 
ovarian function(1). In our second case, the pa-
tient had undergone surgery 18 years ago in the 
rural area, for a complicated adnexal cyst prob-
ably related to an endometriotic cyst in the right 
adnexa as a consequence of cervical agenesis 
that prevented the outflow of menstrual flow. 
There was no study of the patient's underlying 
pathology, the menstrual collection reappeared 
and a hematometra was formed. This patient 
was married, wanted to procreate but did not 
have access to a medical specialist to study her 
infertility. Cyclic pain with a duration similar to 
that of a menstrual period may be correlated 
with intrauterine hematometra due to the ab-
sence of the vaginal canal.

Medina and Rechkemmer(6) in Peru present cases 
with horseshoe pelvic kidney or renal agenesis. In 
our two cases, ultrasound and MRI did not show 
similar findings. This situation correlates with 
the report of Nguyen(8) in which it is mentioned 
that magnetic resonance imaging (MRI) showed 
an aplastic vaginal canal without identification of 
the cervix or uterus; the ovaries and neighboring 
organs did not show anomalies. This series did 
not report skeletal anomalies present, which are 

frequent according to the literature, but were not 
evidenced in our cases. Another frequent aspect 
is the presence of ovarian cysts(6,8,9). In our first 
patient paratubal Gardner's cysts were observed.

In these cases, ultrasound has a fundamental 
guiding role in the gynecological, abdominal and 
renal evaluation to identify and describe the 
structure of the female sexual organs and look 
for malformations in other organs, most fre-
quently renal followed by bone and cardiovas-
cular(9). This will allow establishing the probable 
classification of the syndrome. Finally, the MRI 
defines the organic structures in question in or-
der to prepare for surgery.

In case 1, having confirmed the imaging diagno-
sis with MRI, the surgical alternative was consid-
ered as well as the construction of a neovagina 
when the patient begins her sexual life. Although 
hormonal therapy can prevent menstruation 
and attenuate cyclic pain, the presence of a ru-
dimentary right hemiuterus and agenesis of the 
left hemiuterus tipped the risk/benefit balance 
towards removal of the aforementioned struc-
tures. The construction of neovagina with pro-
cedures such as those of McIndoe and intestinal 
vaginoplasty(10) with satisfactory results, still re-
quires long term evaluation. The procedure was 
postponed in our patient until she decides to ini-
tiate her sexual function. In case 2, the patient 
had sexual activity without discomfort, despite 
having only the distal end of the vaginal canal.

Research on the prevalence of SMRKH in Peru, 
as well as the role of the genes involved, should 
be encouraged.
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