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Abstract

Mayer Rokitansky Kiister Hauser (MRKH) syndrome is a rare congenital dis-
order that occurs during foetal development. MRKH is characterised by agen-
esis of the uterus and part of the vagina. Its exact aetiology is still unknown
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due to the complexity of the genetic pathways involved in the embryogenetic
development of the Miillerian ducts. Although these women have a female
phenotype and functional ovaries, they do not have menstrual cycles. We re-
port the rare case of a 23-year-old married woman who consulted us for pri-
mary amenorrhoea and desire for pregnancy. On assessment and investiga-
tion, it was confirmed that the patient had no uterus and a poorly developed
vagina. However, she had normal functioning ovaries, and no abnormalities
in other organs were detected. A multidisciplinary team provided advice on
the nature of the anomaly, its implications for sex life, infertility and possible
child adoption alternatives.
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1. Introduction

Mayer-Rokitansky-Kiister-Hauser (MRKH) syndrome is a congenital malfor-
mation in phenotypically female subjects with 46 XX karyotypes. It has an auto-
somal dominant mode of inheritance [1] and is characterised by agenesis of the
uterus and vagina with normal ovaries. It is linked to the failure of the Miillerian
ducts to migrate to the urogenital sinus during embryonic life, resulting in the
absence of the uterus and incomplete development of the vagina. It is divided into
two types: type I is characterised by utero-vaginal aplasia, while type II is also as-
sociated with extra-genital anomalies, most often renal (30% - 40%), skeletal, au-
ricular and cardiac. First-degree relatives of MRKH patients seem to have a 1% -
5% risk of congenital uterine anomalies as in most multifactorial disorders. The
majority of the studies of familial cases suggest an autosomal dominant inher-
itance pattern limited to the female sex, implying that the genetic defect is typically
inherited by the father.

At puberty, a woman with MRKH syndrome develops normal secondary sexual
characteristics such as breast growth, axillary and pubic hair and primary amen-
orrhoea [2]-[4].

It is a syndrome that is not frequently diagnosed early, making a clear preva-
lence difficult. However, it is estimated that one in every 4500 to 5000 women has
MRKH syndrome [2]. With regard to fertility in MRKH individuals, surrogacy
remains the option; however, uterine transplantation has recently been intro-
duced [4].

MRKH syndrome, which is little known in our context and is usually diagnosed
late, poses a management problem. We therefore report this case because of its
rarity, with the aim of discussing the diagnosis and management of this syndrome.

2. Observation of the Case

The case that we report here is made with the informed consent of the patient after
the approval of the Direction of the hospital and the collective of the teachers-
researchers of the same hospital.

Female patient, 23 years old, housewife, primary level, medersa school, 7th child
in her sibling group, with one brother and five older sisters, all married, two of
whom have never conceived a pregnancy. She has been married for four months
and lives with her partner with regular sexual relations. She has consulted a doctor
for primary amenorrhoea and a desire to become pregnant. She was fully vac-
cinated as a child.

Her mother would have been monitored during her pregnancy and would have
benefited from various antenatal prophylaxes.

She had undergone ritual excision as a child. Her medical history was unre-
markable and she had no history of surgery. She had never menstruated or expe-
rienced haematuria.

Physical examination revealed a female figure, height 1.73 m, weight 90 kg,

blood pressure 110/60 mmhg, temperature 36.7°C, pulse 96 beats/min. The lymph
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nodes were free.
She had a feminine voice, and when unclothed she had a feminine morphotype.
Secondary sexual characteristics were marked by normal breast development
and normal but shaved pubic hair. The appearance of the breasts and pubis is

illustrated in Figure 1.

(a) (b)
Figure 1. (a) View of the breasts; (b) View of the pubis.

Examination of the external genitalia revealed a type II excision and a vulva
with normal labia majora. Speculum examination revealed a blind vagina about
10 cm deep with macroscopically healthy walls. There was no perception of a
uterus on vaginal and rectal touch.

Pelvic ultrasound and abdominopelvic CT scan without and with injection of
contrast medium showed complete agenesis of the uterus in the upper third of the
vagina.

Normal ovaries and kidneys. All these results, illustrated in Figure 2, led to the
diagnosis of Mayer-Rokitansky-Kuster-Hauser syndrome.

Vagina with
contrast

Figure 2. Pelvic ultrasound and abdominopelvic CT image.

The results of the hormone test are summarised in Table 1: FSH, LH, prolactin

and estradiol are within the normal range for an adult woman.
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Table 1. Blood test results.

Balance sheet Results Reference values
FSH 4.84 mIU/ml 3.9 - 24 mUl/ml
LH 14.97 mUI/ml 2.0 - 80 mUI/ml
Prolactinemia 281.49 pUIl/ml 66.0 - 490.0 UI/ml
Estradiol 36.68 pg/ml 15 - 251 pg/ml
Testosterone 7.365 ng/ml <1.00 ng/ml

The treatment included a psychological component, which consisted of inform-
ing the patient of her inability to conceive or menstruate due to the absence of a
uterus, and the possible alternatives of surrogacy. On the other hand, she can lead
a normal sexual life, given the normal size of her vagina. The karyotype is not

feasible in our context; genotypic confirmation could not be obtained.

3. Discussion

Mayer Rokitansky Kiister Hauser (MRKH) syndrome is a rare congenital disorder
characterised by the absence of a uterus and vagina in a phenotypically female
patient with a 46 XX karyotype [1].

Patients with MRKH syndrome usually present during adolescence with pri-
mary amenorrhoea after normal puberty and the development of secondary sex-
ual characteristics [3]. Two clinical forms have been described: MRKH type I
which corresponds to isolated uterovaginal agenesis and MRKH type II which is
characterised by incomplete agenesis and/or associated with other congenital mal-
formations. In our patient, this was MRKH type I, as imaging revealed no associ-
ated malformations. She was 23 years old with secondary female sexual character-
istics and had consulted for primary amenorrhoea and a desire for pregnancy.

The case reported by Joshi et al [1] was the same age as ours, 23 years, but the
reason for consultation was a crisis of abnormal behaviour with recurrent episodes
of dissociative convulsions most of the time.

Cases were diagnosed in adolescence at 17 years in Morocco [5] and 18 years in
Tanzania [2] respectively, who had consulted for amenorrhoea but with well-de-
veloped secondary sexual characteristics.

U. Ray et al [6]; Shimizu H et al [7] reported cases of later diagnosis at 25 years
of age, one a married woman complaining of primary amenorrhoea and painful
intercourse and the other a single woman with a vaginal anomaly, all with normal
secondary sexual characteristics.

The diagnosis of MRKH syndrome is based on pelvic ultrasound and MRI,
which may be supplemented by a hormonal work-up. In our case, pelvic ultra-
sound and abdominopelvic MRI revealed complete agenesis of the uterus in the
upper third of the vagina (Figure 2) and the hormonal profile confirmed normal
ovarian function and the gonadotropic axis (Table 1). The karyotype could not be

performed in our context because of the unavailability of this test in most
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laboratories in our country, and also because of its very high cost.

As in our case, in most of the literature [2] [5] [6] [8], the confirmatory diag-
nosis of MRKH syndrome is based on hormonal assessment and imaging.

Because of the interference with sexual life and the lack of possibility of preg-
nancy, Rokitansky syndrome can have significant psychological repercussions for
these patients. These women may have difficulty managing their intimacy and
talking to their partners about it [5] [9]. In the case we report, the patient had
difficulty accepting her illness and was unable to inform her partner. This is why,
as soon as the diagnosis was confirmed, the patient benefited from psychological
care thanks to which she did not develop any signs of mental depression.

Surgical and non-surgical treatments only improve the quality of the woman’s
sex life. The standard non-surgical treatment for Rokitansky syndrome is vaginal
dilatation, known as Frank’s method, which involves creating a neovagina using
different-sized dilators that gradually dilate the vagina [5]. We did not have a vagi-
noplasty because she was a married woman who claimed to have a normal sex life.
With regard to her desire to become pregnant, she was informed of the possible
alternatives of adopting a child, as conception was impossible due to the absence
of a uterus.

However, uterine transplantation, which is a recent and rapidly expanding field
of research, may currently be considered invalidated and supervised clinical re-
search programs.

This type of transplantation is subject to the risk of graft failure, mainly due to
thrombosis of the anastomoses in around 20% of cases, risks associated with im-
munosuppression, and maternal pregnancy risks. In France, out of 34 pregnancies
described in the literature that resulted in the birth of healthy children, only 4
were free of complications [10].

4. Conclusion

Mayer-Rokitansky-Kiister-Hauser syndrome is a disease that can have significant
psychological repercussions in patients with an impaired quality of life, but above
all poor sexual esteem. It is a psychosocial problem that requires good psycholog-
ical support, genetic counseling, which has become important in recent years with

the introduction of surrogacy and, more recently, uterine transplantation.

Conflicts of Interest

The authors declare no conflicts of interest regarding the publication of this paper.

References

[1] Joshi, S., Bhandari, A.R., Shrestha, P. and Shakya, R. (2022) Dissociative Disorder in
Mayer Rokitansky Kiister Hauser Syndrome with Pulmonary Agenesis: A Case Re-
port. The Egyptian Journal of Neurology, Psychiatry and Neurosurgery, 58, Article
No. 3. https://doi.org/10.1186/s41983-021-00440-y

[2] Kinyina, A., Phillipo, D., Chamos, S., Moremi, H. and Justine, S. (2022) Mayer-
Rokitansky-Kiister-Hauser Syndrome: A Case Report. African Journal of Reproduction

DOI: 10.4236/0jog.2024.1412149

1805 Open Journal of Obstetrics and Gynecology


https://doi.org/10.4236/ojog.2024.1412149
https://doi.org/10.1186/s41983-021-00440-y

T. Traoré et al.

(3]

(4]

(5]

(6]

(7]

(8]

(9]

(10]

and Gynaecological Endoscopy, 7, 46-48.

https://doi.org/10.4103/ajrge.ajrge 10 22

Herlin, M.K., Petersen, M.B. and Briannstrom, M. (2020) Mayer-Rokitansky-Kiister-
Hauser (MRKH) Syndrome: A Comprehensive Update. Orphanet Journal of Rare
Diseases, 15, Article No. 214. https://doi.org/10.1186/s13023-020-01491-9
Triantafyllidi, V.E., Mavrogianni, D., Kalampalikis, A., Litos, M., Roidi, S. and
Michala, L. (2022) Identification of Genetic Causes in Mayer-Rokitansky-Kiister-
Hauser (MRKH) Syndrome: A Systematic Review of the Literature. Children, 9, Ar-
ticle 961. https://doi.org/10.3390/children9070961

Abdellaoui, M., El Fenni, J. and Edderai, M. (2021) Le syndrome de Mayer-Rokitan-
sky-Kiister-Hauser comme cause d’aménorrhée primaire: A propos d’un cas. Pan Af-
rican Medical Journal, 40, Article 260.
https://doi.org/10.11604/pamj.2021.40.260.29181

Ray, U., Adhikari, S., Dhital, R., Shrestha, S., Shah, S., Poudel, S., et al. (2022) Mayer-
rokitansky-Kuster-Hauser Syndrome: A Rare Case Report from Nepal. Annals of
Medicine & Surgery, 82, Article 104725. https://doi.org/10.1016/j.amsu.2022.104725

Shimizu, H., Kobayashi, H., Shimizu, Y. and Adachi, H. (2023) Laparoscopic Inter-
vention for Solid Pelvic Tumours in Mayer-Rokitansky-Kiister-Hauser Syndrome: A
Case of Bilateral Uterine Adenomyomas of the Rudimentary Uterus. BMJ Case Re-
ports, 16, €254262. https://doi.org/10.1136/bcr-2022-254262

Sutedja, M.N. (2018) Mayer-Rokitansky-Kuster-Hauser Syndrome with Hyperandro-
genemia: A Rare Case of Mullerian Dysgenesis. Archives of the Medicine and Case
Reports, 4, 510-519. https://doi.org/10.4172/2165-7920-C3-023

Facchin, F., Francini, F., Ravani, S., Restelli, E., Gramegna, M.G., Vercellini, P., et al
(2020) Psychological Impact and Health-Related Quality-of-Life Outcomes of
Mayer-Rokitansky-Kiister-Hauser Syndrome: A Systematic Review and Narrative
Synthesis. Journal of Health Psychology;, 26, 26-39.
https://doi.org/10.1177/1359105319901308

French High Health Authority (2021) National Diagnostic and Care Protocol (PNDS)
Utero-Vaginal Aplasia: Mayer-Rokitansky-Kuster-Hauser Syndrome Argument.

Reference Center for Rare Gynecological Pathologies.

DOI: 10.4236/0jog.2024.1412149

1806 Open Journal of Obstetrics and Gynecology


https://doi.org/10.4236/ojog.2024.1412149
https://doi.org/10.4103/ajrge.ajrge_10_22
https://doi.org/10.1186/s13023-020-01491-9
https://doi.org/10.3390/children9070961
https://doi.org/10.11604/pamj.2021.40.260.29181
https://doi.org/10.1016/j.amsu.2022.104725
https://doi.org/10.1136/bcr-2022-254262
https://doi.org/10.4172/2165-7920-C3-023
https://doi.org/10.1177/1359105319901308

	Mayer Rokitansky Küster Hauser Syndrome as a Cause of Infertility and Primary Amenorrhoea: A Case Report
	Abstract
	Keywords
	1. Introduction
	2. Observation of the Case
	3. Discussion
	4. Conclusion
	Conflicts of Interest
	References

