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Abstract 

Mayer–Rokitansky–Küster–Hauser (MRKH) syndrome is a rare cause of primary amenorrhea. It is characterized by 
congenital aplasia of the uterus and the upper two-thirds of the vagina in women with normal development of secondary 
sexual characteristics. The diagnosis relies mainly on magnetic resonance imaging (MRI). 

We report the case of a 27-year-old woman presenting with primary amenorrhea and well-developed secondary sexual 
characteristics. Hormonal investigations revealed normal ovarian function and a normal gonadotropic axis. Pelvic 
ultrasound and MRI demonstrated complete uterine agenesis, confirming the diagnosis of MRKH syndrome. 

This report highlights the importance of suspecting MRKH syndrome in young women with normal secondary sexual 
characteristics presenting with primary amenorrhea, regardless of its type, and emphasizes the essential role of MRI in 
identifying specific features of this condition.  
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1. Introduction

Mayer–Rokitansky–Küster–Hauser (MRKH) syndrome is a rare congenital malformation of the female genital tract 
defined by agenesis of the uterus and vagina in the presence of normal ovaries. Magnetic resonance imaging (MRI) is 
the diagnostic modality of choice. 

MRKH syndrome has a significant psychological impact and requires multidisciplinary management. 

2. Patient and Observation

We report the case of a 27-year-old woman with no notable medical history, married for ten years, who was referred 
for evaluation of primary amenorrhea. 

Clinical examination revealed normal external genitalia and well-developed breasts, with the presence of other 
secondary sexual characteristics. Vaginal examination showed a short vagina ending in a thin blind pouch, without a 
palpable cervix. 
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Pelvic ultrasound revealed non-visualization of the uterus. Further evaluation with MRI confirmed complete uterine 
agenesis. The ovaries were present, with normal morphology and signal intensity, thus confirming the diagnosis of 
MRKH syndrome. 

3. Discussion 

Mayer–Rokitansky–Küster–Hauser syndrome is defined by congenital aplasia of the uterus and the upper two-thirds of 
the vagina in women with normal secondary sexual characteristics and a normal karyotype (46, XX) [1]. 

It results from a failure of Müllerian duct migration toward the urogenital sinus during embryonic development. In the 
typical form, the uterus is reduced to two rudimentary remnants, associated with partial or complete vaginal agenesis. 
The atypical form is characterized by asymmetric uterine remnants associated with tubal or renal malformations [2]. 

Endocrine evaluation, including plasma FSH, LH, and 17-estradiol levels, is usually normal, reflecting preserved ovarian 
function and an intact gonadotropic axis [4]. In our patient, hormonal assessment was normal. 

Transabdominal pelvic ultrasound is the first-line imaging modality and may suggest the diagnosis by demonstrating 
the absence of uterine structures between the bladder and rectum. However, a quadrangular retro vesical structure 
may be mistakenly identified as a hypoplastic uterus; this corresponds to a vestigial lamina located beneath the 
transverse peritoneal fold. Associated malformations should always be investigated during ultrasound examination [5]. 

MRI is the gold standard for diagnosing MRKH syndrome, as it allows accurate assessment of uterine and vaginal 
development. Rudimentary uterine horns are often difficult to detect and may appear on T2-weighted axial and coronal 
images as elongated or oval hypointense structures resembling a corn cob [3]. 

MRI also enables precise measurement of the vaginal remnant, which is particularly important when vaginoplasty is 
considered, and facilitates the detection of associated anomalies [4]. Renal and skeletal malformations should also be 
systematically assessed. 

MRKH syndrome carries a significant psychological burden, emphasizing the need for comprehensive multidisciplinary 
care.  

4. Conclusion 

In cases of primary amenorrhea in young women with well-developed secondary sexual characteristics, Mayer–
Rokitansky–Küster–Hauser syndrome should be considered. The diagnosis is mainly based on imaging, particularly 
pelvic ultrasound and MRI. MRI remains the investigation of choice, as T2-weighted sequences allow confirmation of 
uterovaginal aplasia, assessment of ovarian integrity, and detection of associated anomalies, especially renal 
malformations. 

Nevertheless, potential confusion with other syndromes involving uterovaginal anomalies necessitates thorough 
knowledge of differential diagnoses.  
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