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ABSTRACT

INTRODUCTION

The coexistence of Mayer Rokitansky Küster Hauser syndrome and fetal alcohol syndrome in a minor patient with
intellectual  disability  represents  a  rare  clinical  and  ethical  legal  situation.  Particular  complexity  arises  from the
simultaneous presence of two aspects, the clinical justification for surgical intervention in the presence of functioning
endometrium within  rudimentary  uterine  structures,  and  the  process  of  obtaining  informed  consent  taking  into
account the patient’s cognitive limitations and the involvement of a legal representative. According to a search of the
PubMed and Google Scholar databases using keywords related to MRKH, fetal alcohol syndrome, intellectual disability,
and informed consent, no publications addressing these aspects jointly were identified.

AIM

To analyze a clinical case of Mayer Rokitansky Küster Hauser syndrome in a patient with fetal alcohol syndrome, with
a focus on the justification of surgical management and the specifics of obtaining informed consent.

METHODS

A clinical  case of  a 17-year-old patient  with fetal  alcohol  syndrome, attention deficit  hyperactivity disorder,  and
intellectual  disability,  evaluated  for  primary  amenorrhea  and  cyclical  lower  abdominal  pain,  is  presented.  The
diagnostic process was based on clinical assessment and imaging methods with karyotype confirmation. Decision
making regarding treatment was accompanied by adaptation of communication, assessment of the patient’s decision-
making capacity, and the involvement of a legal representative.

RESULTS
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Two non-communicating rudimentary uterine horns with signs of functioning endometrium were identified, which
caused cyclical pelvic pain and constituted an indication for surgical treatment. Informed consent was obtained from
both the patient and her foster mother following step by step explanation of the diagnosis and treatment options.
Laparoscopic  removal  of  the  rudimentary  uterine  structures  with  bilateral  salpingectomy  was  performed.
Postoperatively, resolution of pain and improvement in quality of life were observed.

CONCLUSIONS

The presented clinical case demonstrates the need for coordinated consideration of clinical indications for surgical
treatment in MRKH with functioning rudimentary structures and assessment of a minor patient’s capacity to provide
informed  consent  with  the  involvement  of  a  legal  representative.  The  case  illustrates  the  clinical  rationale  for
intervention and the decision-making process in the context of intellectual disability.

Keywords:  informed  consent,  intellectual  disability,  fetal  alcohol  syndrome,  Mayer  Rokitansky  Küster  Hauser
syndrome, rudimentary uterine structures, laparoscopic removal.

INTRODUCTION
Prenatal alcohol exposure is an established factor in the development of fetal alcohol spectrum disorders, which are
accompanied by cognitive deficit, behavioral disturbances, and a reduced capacity for making informed decisions [1–
4]. For the clinical practice of an obstetrician gynecologist, this means a limited ability of the patient to perceive and
interpret information about the diagnosis, prognosis, and treatment options, as well as difficulties in weighing the
risks and benefits of an intervention. In situations requiring the choice of a surgical strategy, such patients may
demonstrate an incomplete understanding of the irreversibility of the intervention, its consequences for reproductive
function, and alternative treatment methods, which requires adapted communication and mandatory assessment of
their decision-making capacity [5-7].

Mayer Rokitansky Küster Hauser syndrome is a congenital anomaly of Müllerian duct development, characterized by
aplasia of  the uterus and vagina with preserved ovarian function and a normal karyotype [8-10].  Clinically,  the
condition presents with primary amenorrhea and anatomical features affecting sexual life [9-12]. In the classical
form, pain syndrome is absent [10-11]. Its occurrence is associated with the presence of functioning endometrium in
rudimentary uterine structures and impaired outflow of menstrual blood, which leads to the development of cyclic
pelvic pain [10-11]. In such cases, the presence of functioning endometrium is a key clinical factor determining the
indications for surgical treatment, including removal of the rudimentary structures [10-11].

The combination of a congenital anomaly of the reproductive system and intellectual disability in a minor patient
presents particular complexity. In adolescent gynecology, the process of obtaining informed consent includes two
mandatory components. The first is the clinical assessment of the patient’s decision-making capacity, which involves
evaluation of understanding of information, ability to reason, awareness of consequences, and expression of a stable
choice [5-7]. The second is the legal aspect related to the participation of the legal representative, who makes the
decision jointly with the patient. In such situations, a balance is required between respect for the patient’s autonomy
and the need to protect the patient’s interests [5, 7, 13-14].

According to a search of the PubMed and Google Scholar databases using keywords including Mayer Rokitansky
Küster  Hauser  syndrome,  fetal  alcohol  syndrome,  intellectual  disability,  and  informed  consent,  no  publications
describing the clinical management of patients with the combination of these conditions were identified. At the same
time, the available literature lacks an analysis of the influence of cognitive deficit on the justification of surgical
strategy in the presence of functioning rudimentary uterine structures, and no decision-making algorithms have been
described that take into account the simultaneous participation of the patient and the legal representative.

The research problem includes two distinct aspects. The first is the clinical justification of surgical intervention in
MRKH under conditions of functioning endometrium in rudimentary structures. The second is the process of obtaining
informed consent in a minor patient with intellectual disability, taking into account the assessment of the patient’s
decision-making capacity and the legal role of the representative.

The aim of the present work is to analyze a clinical case of Mayer Rokitansky Küster Hauser syndrome in a patient
with fetal alcohol syndrome, with an emphasis on the justification of surgical strategy.

The scientific novelty of the work lies not only in the description of the combination of the above conditions, but also
in the demonstration of the clinical logic of making a decision on surgical treatment in the presence of functioning
endometrium in rudimentary structures in a patient with limited decision making capacity, as well as in the analysis of
the interaction between the patient and the legal representative in the process of agreeing to the intervention as an
element of clinical practice.
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The objectives of the study include describing the clinical course of the disease, clarifying the indications for surgical
treatment in the presence of functioning rudimentary structures, comparing the chosen strategy with existing clinical
approaches  to  the  management  of  patients  with  MRKH [10-11],  as  well  as  analyzing  the  process  of  obtaining
informed consent taking into account the patient’s cognitive limitations [5-7, 13-14].

The presented clinical case makes it possible to justify the choice of surgical intervention in MRKH in the presence of
functioning endometrium and to demonstrate a practical model of decision making in a minor patient with intellectual
disability, including assessment of the capacity to consent and the role of the legal representative.

CASE REPORT

We report the case of a 17-year-old girl with FAS, attention deficit hyperactivity disorder (ADHD) and ID. The patient
was born to biological parents with a diagnosed alcohol use disorder, which was associated with adverse effects on
fetal  development and pregnancy course. The delivery occurred at home and was unassisted, with spontaneous
vaginal birth. On the third day of life, the neonate was admitted to the hospital with a low-birth-weight of 2100
grams. Following a two-week hospitalization due to pneumonia, the patient was discharged into foster care.

In March 2024, the patient presented to the gynecology outpatient clinic with complaints of primary amenorrhea and
periodic lower abdominal pain. The physical examination revealed sexual maturity at stage V on the Tanner scale.
Gynecological assessment showed no abnormalities of the vulva. However, due to the patient’s severe anxiety and
lack  of  cooperation,  examination  of  the  vaginal  introitus  was  not  feasible.  The  patient  was  admitted  to  the
Department  of  Pediatric  and  Adolescent  Gynecology  of  the  University  Children’s  Hospital  in  Lublin  for  further
evaluation. Following informed consent from both the patient and her foster mother, a gynecological examination with
transrectal ultrasound was conducted under general anesthesia. The examination revealed a vaginal pouch of about
1,5 cm, a suspected uterine horn, and normally developed ovaries. The ultrasonographic image is presented in Figure
1.

Figure 1. Vestigial uterus visualised on ultrasound

Pelvic magnetic resonance imaging (MRI) demonstrated the absence of the typical anatomy of the uterus, cervix and
vagina. Two non-communicating uterine horns with evidence of active endometrium were identified, along with a
cystic  lesion adjacent  to  the left  uterine horn and non-specific  changes in  the left  ovary.  The vaginal  wall  was
visualized only in the lower third of its typical anatomical location, with only a fibrous band observed superiorly.

The results of the laboratory tests were normal. A karyotype test was also performed, confirming a normal 46,XX
chromosomal profile.

Based on the diagnostic evaluation, MRKH syndrome was diagnosed. An informative discussion was conducted during
which the therapeutic options and prognosis for the patient's future functioning were presented, and all questions
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were thoroughly addressed. Both the patient and her foster mother expressed full  understanding of the current
clinical situation. Considering the cyclical pain and lack of reproductive potential associated with the vestigial uterus,
a shared decision was made to perform laparoscopic resection.

In May 2024, the patient presented for the surgery. During laparoscopy, peritoneal adhesions, non-communicating
uterine  horns,  a  paratubal  cyst  and  stage  I  endometriosis  were  identified.  The  laparoscopic  image  of  the
underdeveloped uterus is presented in Figure 2. Additionally, blood-tinged fluid was noted in the rectouterine pouch.
The  vestigial  uterine  horns  were  surgically  excised  and  bilateral  salpingectomy  was  performed.  The  resected
specimens, shown in Figure 3, were submitted for histopathological examination. The patient was discharged several
days postoperatively in good general condition.

Figure 2. Vestigial uterus visualised by laparoscopy
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Figure 3. Laparoscopically removed vestigial uterine horns together with fallopian tubes and paratubal
cyst

The case report timeline is presented in Figure 4.
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Figure 4. The case report timeline

DISCUSSION
Decision making regarding surgical treatment in young patients with disabilities requires a comprehensive approach
that takes into account medical indications, ethical aspects, and respect for patient autonomy [15]. In the present
case,  the  key  factor  determining  the  choice  of  intervention  was  the  presence  of  functioning  endometrium  in
rudimentary  uterine  structures,  which  led  to  cyclic  pelvic  pain  due  to  impaired  outflow  of  menstrual  blood.
Accordingly,  the indication for surgery was a clearly defined clinical  condition consistent with approaches to the
management of patients with MRKH, according to which the presence of symptomatic rudimentary structures with
functioning endometrium is considered a direct indication for their removal in order to eliminate pain and prevent
further complications [8-11]. It should be emphasized that this case does not involve a classical hysterectomy. The
performed intervention consisted of removal of rudimentary uterine structures that do not possess full anatomical or
reproductive function. The use of the general term hysterectomy in such situations is incorrect, as it may lead to
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misinterpretation of the clinical nature of the intervention and its indications.

Patients with intellectual disability should be considered potentially capable of providing informed consent for medical
interventions unless proven otherwise [5]. Research indicates that individuals with intellectual disability are generally
able to make decisions [6]. However, this ability does not always extend to a full understanding of the potential
consequences of their choices. The capacity to provide informed consent improves when information is adapted to the
cognitive abilities of the patient [7]. In the present case, the assessment of the patient’s decision making capacity
was performed based on key clinical criteria, including understanding of the provided information, ability to reason
when discussing treatment options, awareness of the consequences of the intervention, and the ability to express a
stable  choice.  Cognitive  limitations  required  simplification  and  repeated  explanation  of  information,  as  well  as
mandatory involvement of the legal representative. In adolescent practice, this requires a combination of clinical
assessment of decision making capacity and the participation of a legal representative as a legally significant part of
the process. In the present case, informed consent was obtained from both the 17 year old patient and her foster
mother, which is consistent with clinical and legal practice.

The most frequently discussed indications for hysterectomy in women with intellectual disability include elimination of
menstruation  for  hygiene  related  reasons,  prevention  of  pregnancy  in  individuals  unable  to  raise  a  child,  and
reduction of the caregiving burden on the family [13-14]. However, these indications are predominantly social in
nature and differ from the clinical situation presented in this case. Here, the surgical intervention was driven by pain
associated with functioning endometrium rather than social factors, which fundamentally distinguishes it from the
practices described in the literature.

The available literature does not describe cases that analyze in detail the process of obtaining informed consent in
patients with a combination of MRKH and intellectual disability in the context of surgical decision making. At the same
time, existing publications on MRKH focus on anatomical and surgical aspects [8-12], including recommendations that
intervention is indicated in the presence of symptomatic rudimentary structures, whereas asymptomatic cases may
be  managed  conservatively,  while  studies  on  informed  consent  address  cognitive  limitations  outside  a  specific
gynecological  context  [5-7].  The present case extends beyond these approaches by demonstrating not only the
coexistence  of  these  conditions,  but  also  the  need  for  simultaneous  application  of  clinical  criteria  for  surgical
indication and a structured assessment of decision-making capacity in a minor patient with mandatory involvement of
a legal representative, forming an integrated clinical, ethical, and legal decision-making framework.

Despite initial difficulties in establishing contact with the patient, the physician’s decision to refrain from performing a
gynecological  examination at  the first  visit  minimized discomfort  and facilitated the development of  trust  and a
therapeutic relationship. The nature of the condition, the rationale for surgical treatment, and its consequences were
explained to the patient and her foster mother in a clear and accessible manner. The establishment of a trusting
relationship and consistent communication ensured the patient’s participation in the decision making process and
enabled informed consent for the removal of rudimentary uterine structures, resulting in the resolution of pain and
improvement in quality of life.

The limitations of the present observation include its single case nature, which does not allow for generalizable
conclusions  and  requires  caution  when  extrapolating  the  findings  to  a  broader  patient  population.  There  is  no
possibility of quantitatively assessing the impact of cognitive impairment on the decision making process and the
choice of surgical strategy.

The presented approach may be considered as a model for managing similar clinical situations, but requires further
confirmation in a series of observations with a more detailed analysis of clinical and ethical legal aspects.

CONCLUSIONS
In  the  presented  clinical  case,  obtaining  informed  consent  from  a  patient  with  intellectual  disability  required
adaptation of communication and a clinical assessment of her decision-making capacity. The presence of functioning
endometrium within rudimentary uterine structures, accompanied by cyclical pelvic pain, determined the choice of
surgical management and corresponded to clinical indications for their removal.

The performed procedure consisted of laparoscopic removal of rudimentary uterine structures rather than a classical
hysterectomy, which is essential for the correct interpretation of the extent of surgery and its indications. The surgical
treatment was determined by clinical, not social, factors.

The scientific novelty of this case lies not only in describing the coexistence of Mayer Rokitansky Küster Hauser
syndrome and fetal alcohol syndrome, but also in demonstrating the clinical rationale for surgical intervention in the
presence of functioning endometrium combined with the assessment of decision-making capacity in a minor and the
involvement of a legal representative.
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The available literature does not describe clinical situations in which both the justification of surgical management in
MRKH with  functioning rudimentary  structures  and the process  of  obtaining informed consent  in  a  patient  with
intellectual disability are addressed simultaneously. The present case fills this gap and demonstrates the integration
of clinical and ethical legal aspects of decision making.

Adaptation of communication to the patient’s cognitive abilities, step by step explanation of information, and the
establishment of a trusting relationship ensured her participation in the decision-making process and the obtaining of
informed consent with the involvement of a legal representative, which allowed surgical treatment to be performed,
resulting in the resolution of pain and improvement in quality of life.

A limitation of  this  report  is  its  single case nature, which does not allow generalization and requires caution in
extrapolating the findings.

Thus, the presented clinical case demonstrates an approach to decision making based on the integration of clinical
indications for surgical treatment and the assessment of the patient’s capacity to consent, which may be relevant for
the management of similar patients in adolescent gynecological practice.
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