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Introduction 

Mullerian malformations compris failures in the 

fusion of the paramesonephric duct to the midline 

urogenital sinus during the embryological process [1]. 

In normal development, due to non-opposition of the 

anti-Mullerian hormone, produced by the SRY gene, the 

bilateral Mullerian ducts fuse at their caudal end in the 

midline, evolving to the formation of the uterus in its 

central portion and, in the lower portion, the supper 2/3 

and of the vagina; the cranial portion, in turn, will give 

rise to the fallopian tubes in the future [1,2]. 

More hours, the defects present in clinical 

abnormalities such as kidney and obstetric: agenesis 

uterus-vaginal-tubal, septate uterus, uterus bicornuate 

rudimentary and did elf as well syndromes, the most 

frequent Mayer-Rokitansky-Kuster-Hauser (MRKH) [1]. 

Among the various anomalies present in the clinic, 

MRKH usually courses with primary amenorrhea, as its 

first manifestation, being characterized by uterovaginal 

agenesis, with karyotype 46, XX. It can be isolated (type 

I) or associated with extragenital malformations (type 

II), and may manifest renal and skeletal anomalies and, 

more rarely, auditory and cardiac defects [3,4]. 

This review aimed to understand which are the 

most common presentations of malformations Müllerian, 

diagnosis and the treatment of the same, since there are 

few studies and much of the content available in its 

entirety is presented in the form of case isolated reports. 

 

Methods 

This systematic literature review was based on the 

following question: What is the clinical picture, the 

diagnosis and what is the best approach for treatment?  

 

The selected articles needed to meet the following 

specifications to be eligible: free full-text clinical trial 

type, controlled and randomized trial, analysis and 

systematic review published in the last 5 years (2016 to 

2021), with no language specificity. The bibliographic 

search was performed based on electronic data: 

PubMed, Scielo and BVS/LILACS in August 2021. The 

terms used for research were “Mullerian Malformations” 

and “Mullerian Malformations”. 

A priori, in the selection of studies, articles that did 

not meet the objectives of the review based on titles, 

abstracts, introduction and objectives were excluded. In 

the background, unselected articles were submitted to 

exclusion justifications. To selected, was assigned to 

answer the following topics: the country and the year of 

publication, the purpose, the type and methodology 

(study design) and the scientific question posed by this 

study. In cases of disagreement between evaluators, 

they were analyzed by the supervisor of this work. 

 

Results and Discussion 

The total of n=53 articles were found, with n =44 

from the PubMed platform, n =4 from Scielo and n=5 

from Lilacs. Of the articles that met the inclusion criteria, 

n=12 were found in total, of these only n =4 were from 

Lilacs and n =8 from PubMed. From these articles, n 

=12 were used in this review. Other 41 articles were not 

used because they had nothing to do with the scientific 

question of the study or were related to other issues 

(Table 1). 
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Table 1. The presentation of the clinical conditions, diagnosis and treatments found during the research. 

 

Articles Symptoms Diagnosis Treatment 

Paz-
Montañez.

2020 [7] 

Chronic pelvic pain, dysmenorrhea, 
didelphic uterus, urinary infections and 
ipsilateral renal agenesis. 

Confirmation by laparoscopy. - 

Huneeus 
A.2017 [8] 

Dysmenorrhea, chronic pelvic pain after 
menarche,renal agenesis ipsilateral I 
nometrorragia. 

Physical examination, 
transabdominal gynecological 
echotomography and magnetic 
resonance imaging. 

Reese surgical ction vaginal 
septum. Operative protocol: 
diagnostic laparoscopy, 
diagnostic vaginoscopy, 
hysteroscopy and surgical 
vaginoscopy. 

Fernández 
JA.2019 

[9] 

Case1: anorectal malformation with 
rectobuccal fistula, narrow vagina. 
Case 2: agenesis and anorectal fistula, 
hemi-uterine rudimentary, ovary and 
are querdo rudimentary communication 
with no womb. 
Case 3: agenesis of uterus and ovary, 
right renal agenesis, single perineal 
orifice, underdeveloped gluteal muscles 
without anal fovea. 

In general: Physical examination, 
ultrasound, laparoscopy. 
  
 

In general: colostomy and 
anorectoplasty. 

Passos 
IMPE.2020 

[1] 

Primary amenorrhea, dysmenorrhea, 
pelvic pain, endometriosis, sexual 
difficulties and low self-esteem. 

Two-dimensional or three-
dimensional ultrasound, MRI, 
histerossalpingo -contraste- 
sonography, hystero 
ssalpingograsia of x-ray, 
hysteroscopy and laparoscopy. 

Surgical treatment in cases 
of vaginal obstruction and 
dilatation in cases of vaginal 
agenesis. 

Herlin 
MK.2020 

[4] 

Amenorrhea after puberty, dyspareunia 
and cyclic abdominal pain. 

Two-dimensional and three-
dimensional ultrasound, magnetic 
resonance, hysterosalpingo -
contrast-sonography, X -ray 
hysterosalpingography, video-
hysteroscopy and 
videolaparoscopy. 

Targeted treatments for each 
patient and uterine 
transplantation in case of 
infertility. 

Josso N, 
2020 [6] 

Virilization of the NB. Sorologia and measurement of 
AMH serum testosterone. 

- 

Ledig S, 
2018 [3] 

Primary amenorrhea, absence of uterus 
and upper vagina. 

UGS transabdominal, RM, 
laparoscopy. 

- 

Acién P, 
2016 [10] 

Agenesis or hypoplasia of an urogenital 
crest, unilateral renal genesis, 
ipsilateral blind hemivagina syndrome, 
diverse Mullerian presentations. 

Imaging: MRI, HSGs, ultrasound 
transrretal or transvaginal and 3D 
pyelography iv, CT. 

Laparotomy with atretic 
cervical resection and uterine 
body reimplantation in the 
neovagina 

Zafarani F, 
2017 [11] 

Infertility, abnormal uterine bleeding, 
and symptoms related to uterine 
fibroids. 

Hysterosalpingography. - 

Yang QM, 
2019 [12] 

Hemicavi of the blind, hematometry, 
hematosalpinx, unilateral 

endometriosis, dysmenorrhea, 
abdominal pain. 

Three-dimensional (3D) 
ultrasound. 

Hysteroscopy and 
laparoscopy combined with 

guided ultrasound. 

Baral Ross 
JH, 2018 

[5] 

Uterus agenesis, menorrhea, 
dyspareunia, apaneuria. 

Clinical diagnosis based on 
primary amenorrhea and inability 
to penetrate the vagina 

- 

Kaur 
P.2021 [2] 

Menorrhagia or dysmenorrhea, 
undressrinia, obstetric complications. 

By imaging: 
hysterosalpingography, USG and 
magnetic resonance 

Aggressive prenatal care in 
the case of a pregnant 
patient with a bicornuate 
uterus and laparoscopy in 
cases of recurrent 
miscarriages and a history of 
premature birth 

 

Conclusion 

Although Mullerian malformations are not as 

recurrent in the female population worldwide, the most 

prevalent in the research was the Mayer-Rokitansky-

Küster-Hauser Syndrome (MRKH), coursing with the 

clinic of genital anomalies such as agenesis of the uterus 

and vagina, primary amenorrhea, it may also present 

extragenital anomalies (renal and vertebral). Second, 

OHVIRA Syndrome which presents with didelphic uterus 
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and ipsilateral renal agenesis. In general, all alterations 

present primary amenorrhea, dyspareunia, 

dysmenorrhea and uterovaginal agenesis. For diagnosis, 

the most used methods were laparoscopy, 

ultrasonography, hysterosalpingography and magnetic 

resonance. The conduct for the treatment varies and is 

directed to each patient, however, surgical methods 

such as hysteroscopy, laparoscopy and laparotomy are 

those that proved to be more applicable during the 

research. Furthermore, the greatest diagnostic 

difficulties were shown with the few available studies in 

the area of gynecology and obstetrics. One of the main 

reasons is the lack of knowledge about OHVIRA 

Syndrome, lack of knowledge between vaginal atresia 

and anorectal malformations, differential diagnosis in 

patients with primary amenorrhea with renal, genital 

and/or spine malformations, as well as the similarity of 

Rokitanky Syndrome to the Syndrome of Androgen 

Insensitivity due to the shortening of the vaginal canal. 

 

Keywords: Congenital malformation. Paramesonephric 

ducts. Mullerian ducts. Diagnosis. Treatment. 
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