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ABSTRACT

A Rare Case of Mayer-Rokitansky-
Kuster-Hauser Syndrome Presenting

with Acute Psychosis

KAMAL NATH', BHANITA BORO?, SUBRATA NASKAR?

The psychiatric co-morbidities in female population with mullerian agenesis is an area with limited research. This is probably due to the
fact that when those patients are diagnosed not much attention or information is given for long term psychiatric follow-up. Owing to
their inability to bear children, these subjects often become socially harassed. Thus these constant stressors may lead to development
of psychopathology in future. Mayer-Rokitansky-Kuster-Hauser (MRKH) syndrome is a congenital abnormality with absence of uterus,
cervix and vagina, but normal secondary sexual characteristics and external genitalia and occurs in every 1 out of 4000-10,000 females.
There is also limited literature on the probable common chromosomal aetiology for both psychosis and MRKH patients. We, present here
a case of MRKH syndrome, whose initial presentation was psychosis only. In this respect, we also highlight the much neglected need of
appropriate psychiatric screening and provision of psychiatric care in this population.
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CASE REPORT

A 22-year-old female patient presented at emergency of a tertiary
care hospital with complains of crying spells, irrelevant talk at
times, fearfulness, withdrawn behaviour, hearing of voices not
heard by others since last one month. Being from a rather lower
socioeconomic strata, where the alternative form of treatment
for psychiatric disorder is more accessible and believed in, she
was taken to a local faith healer. However, her symptoms didn’t
improve upon receiving the treatment. She was then taken to a
private psychiatrist, who provisionally diagnosed her as a case
of unspecified non organic psychosis. She was put on Tab
Olanzapine 10 mg with Tab Divalproex sodium 500 mg once a day.
Her symptoms gradually improved. Three weeks later, her relatives
upon seeing her relatively stable condition abruptly stopped the
medications. Five to six days passed without any significant
complaints, but soon after that she developed florid symptoms,
similar to prior treatment. She was brought to the tertiary care
center and admitted to the female psychiatry ward. Mental state
examination revealed a thinly build women whose hygiene was
maintained with support. She was extremely uncooperative,
psychomotor activity was retarded with unprovoked irritation at
times. Her affect was shallow, inappropriate with restricted range.
Initially, her thought content could not be assessed but there was
prominent hallucinatory behaviour in the form of gesturing and
muttering. She was conscious, comprehensive, attention could be
drawn but concentration maintained with difficulty. Her memory
and orientation was intact, however, her abstract thinking was
impaired along with judgement and reasoning and her insight was
of grade 1. On application of Brief Psychiatric Rating Scale (BPRS)
and Hamilton Depression Rating Scale (HAM-D) the score was 35
&16 respectively. After the initial workup, a provisional diagnosis
of unspecified non organic psychosis (F29) according to The ICD-
10 Classification of Mental and Behavioural Disorders was made
and she was again started on Tab Divalproex Sodium 500mg with
Tab Olanzapine increased to 15mg, both at bedtime. On further
evaluation, her informants revealed that patient was having primary
amenorrhea but she had normal secondary sexual characteristics.
A gynecology consultation was sought for, after an ultrasonography
of whole abdomen. They reported a normal external genitalia but
USG report confirmed the absence of uterine structure between
the bladder and rectum [Table/Fig-1]. A provisional diagnosis of
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Mayer-Rokitansky-Kuster-Hauser (MRKH) syndrome was made.
Patient was continued on the above mentioned medications and
her symptoms gradually improved, she became emotionally stable
with improvement in mood, food intake and hygiene. BPRS and
HAM-D score at time of discharge was 19 & 8 respectively.

====1J, BLADDER

[Table/Fig-1]: USG report showing the absence of uterine structure between the
bladder and rectum.

DISCUSSION

Relation between stress and psychological disturbances are well
established facts. In addition to various psychosocial stressors
physical deformity in the adolescent group acts as a serious
stressor particularly in the female group. Many a times a specific
type of physical abnormality or deficiency may have chromosomal
or neurodevelopmental aetiology which itself may play as a
common aetiological factor for the psychological disorder as well
as the physical deformity. Therefore keeping in mind this possible
dual association of a major physical/anatomical abnormality and
psychological disorder in young adolescent girl, the above case
has been presented here after taking valid consent from the family
members of the patient.

Mayer —Rokitansky-Kuster- Hauser Syndrome (MRKH) is a
congenital abnormality characterized by the absence of vagina,
cervix and the uterus [1]. The reproductive abnormalities of MRKH
syndrome are due to incomplete development of the mullerian
duct. Mullerian agenesis occurs in every 1 out of 4000-10,000
females [2]. The diagnosis of the syndrome is usually made at
puberty. Patients usually present with primary amenorrhea in
adolescence with normal physical growth and development. This
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diagnosis of mullerian agenesis has been an incidental finding in
our patient who actually presented with florid psychotic symptoms.
By reporting the case we want to throw light over a neglected area
of much required psychological support and treatment in females
with this kind of anatomical abnormality of reproductive system
which manifests with amenorrhea and infertility and in the long
run undergoes through major stresses. Very few cases have been
reported so far which may be due to rarity of such patients or may
reflect the incomplete evaluation of the patient from a psychiatric
point of view. Only very few literatures report about females with
MRKH Syndrome and their affecting psychological profile resulting
from mental trauma and stress.

Jacoline G et al., conducted a study on 66 women with MRKH
compared with 33 controls and concluded that “MRKH has a
lasting negative impact on affected women's level of psychological
distress and self-esteem” [3]. A number of genetic research has
been conducted to find the common genetic link between MRKH
and psychiatric illnesses. On one hand, one such study showed
that deletion of 17q12 is a recurrent, pathogenic copy number
variant that carries significant risk of schizophrenia, whereas on
the other study by Hinkes B et al., and Ledig S et al., showed that
17q1 2 complex micro deletion is associated with MRKH syndrome
[4,5]. These studies provided the much needed genetic link
between MRKH syndrome and the possible psychiatric illnesses
associated with it. A case study by Gupta et al., concluded that
“the MRKH syndrome greatly affects the psychological profile of
the female resulting in mental trauma and stress [6]. Psychological
counselling is the primary treatment modality which can ameliorate
the stress associated with the condition.” Another case study by
Bhad et al., reported a possible link between schizophrenia and
MRKH syndrome in a 24-year-old unmarried Indian female [7].

CONCLUSION

Hence, with this case report we want to urge to the scientific
community to look for the associated psychiatric illnesses that
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may accompany this syndrome and alongside offer advice on the
non-surgical methods for treatment of vaginal agenesis such as
Frank’s or Ingrams’s dilator method [8]. For long term management,
psychoeducation of the patient and the family and supportive
psychotherapy are very much important and appropriate steps.
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