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Abstract

Background: MRKH syndrome is characterised by varying degrees of
uterovaginal atresia in phenotypically normal females with 46 XX karyotype with
reported incidence of one in 4000 -10000 female births. Occurrence of leiomyoma
in mullerian remnant is extremely rare with very few reported cases. Here we are
reporting a patient of MRKH syndrome with leiomyoma originating from the
uterine remnant.

Case report: A 22year old, married, primary amenorrhic female presented in OPD
with complaints of cyclical pain in lower abdomen for 1 year. Detailed work- up
showed features suggestive of MRKH syndrome with a fibroid adherent to left
rudimentary horn with left sided haematosalpinx. Patient was taken up for
laparotomy where removal of leiomyoma with bilateral rudimentary horn with left
sided salpingectomy was done. Histoplathology revealed features of leiomyoma
with a rudimentary mullerian lining and haematosalpinx of left tube. The couple
was also counselled pertaining to infertility and option for surrogacy was given and
same was successful.

Conclusion: In very rare cases, fibroids can originate from fibromuscular tissue of
remnant uterus in patients of MRKH syndrome. Excision of tumours with uterine
remnants is indicated when symptomatic.
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Introduction

Background

MRKH syndrome is characterised by varying degrees of uterovaginal atresia in
phenotypically normal females with 46 XX karyotype with reported incidence of
one in 4000 -10000 female births.[1] Occurrence of leiomyoma in mullerian
remnant is extremely rare with very few reported cases . Here we are reporting a
patient of MRKH syndrome with leiomyoma originating from the uterine
remnant.

Case Report

A 22 years old, married female with primary amenorrhea presented with
complaints of cyclical pain in the lower abdomen, progressively increasing since
last one year. She has never been evaluated for primary amenorrhea before.
Physical examination revealed normal stature with well developed secondary
sexual characters without any gross deformity. Per abdomen examination was
within normal limits. External genitalia was normal. Per speculum examination
showed blind vagina with no cervix. On bimanual examination, vaginal length was
approximately 5 cm (may be achieved through sexual activity). A mobile,
nontender, well defined and firm mass approx. 8x8 cm size was also felt in left
fornix. The same was felt on per rectal examination. Laboratory investigation
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revealed normal hormonal profile. CA-125 was 25.8 1U/ml.
Transabdominal USG showed absence of the uterus with a
heterogeneously hypoechoic mass measuring 8x8 cm in the left
side of the pelvis. Right ovary was normal in size, but left ovary
was not visualised. MRI confirmed the well circumscribed mass
in the pelvis of size 7x7 cm, with low to intermediate signal
intensity on T2 weighted images . The mass also had
maintained fat planes with urinary bladder and adjacent bowel
loops. MRI also showed absent uterus and dilated left sided
fallopian tube with hyperintense signal intensity on T2
weighted images suggestive of hematosalpinx. Both the ovary
was found to be normal in location, size and signal intensity.
On the basis of morphology and signal characteristics of the
mass, provisional diagnosis of MRKH syndrome with
leiomyoma from mullerian remnants  with left sided
hematosalpinx was made. IVVP was normal and chromosomal
study showed normal 46xx karyotype. Any associated Skeletal,
hearing defect or cardiac anomalies are also ruled out in this
patient by respective work up. With a diagnosis of MRKH
syndrome associated with leiomyoma and left sided
hematosalpinx, she was taken up for laparotomy.
Intraoperatively no uterus was seen. On the left side, there was
a large mass approx 7x7 cm seen, adhering to the rudimentary
horn and distended fallopian tube with normal looking ovary.
A small rudimentary horn measuring approx. 2x1 cm with
normal ovary was seen on the right side. Both horns were seen
to be attached with a fibrous band in between.[Fig.1]

Figure 1: Peroperative picture showing leiomyoma adherent
with left rudimentary horn, right rudimentary horn with normal
ovary, both horn connected by fibrous band and dilated left
fallopian tube.

Removal of the mass with bilateral rudimentary horn with left
sided salpingectomy was done.[Fig.2].
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Figure 2: Excised specimen.
Cut section of the mass was grey white in colour and
had whorled appearance. Histopathological
examination revealed features of leiomyoma with
rudimentary mullerian lining and haematosalpinx of
left tube [Fig.3].
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: Microscopic image (Haematoxylin-eosin)
showing tumour of smooth muscle cell origin,
arranged in whorls suggestive of leiomyoma.

The patient had an uneventful recovery. The couple was given
proper counselling emphasising the fertility potential and
offered surrogacy. They opted the same and got successful
result after.

Discussion

Mayer - Rokitansky — Kauster — Hauser (MRKH) syndrome is
a rare disorder defined as varying degrees of uterovaginal
aplasia due to early onset of arrest in the development of
mullerian duct.[2] After gonadal dysgenesis, it is the second
most cause of primary amenorrhea. Other characteristics of this
syndrome are the presence of XX chromosome, normal female
phenotype, normal ovarian function, and underdeveloped
vagina.[3] They may also have associated renal, skeletal,
cardiac and hearing defects which are ruled out in our
patient.[4,5] But the presence of leiomyoma in MRKH
syndrome make it a very rare event. Only a few cases are
reported in literature. [6-8]
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Etiopathogenesis of leimyoma in normal uterus is yet to be
established. Their occurrence has been linked with various
genetic predisposition, hormones and few growth factors by
various studies. Leiomyomas are estrogen dependent tumours.
So normal ovarian function and presence of smooth muscle cell
in mullerian duct make leiomyoma in MRKH syndrome to be a
theoretical possibility. However possible reason for the rare
occurrence of leiomyoma in MRKH syndrome could be
decreased concentration or sensitivity of the estrogen
receptors.[9]

MRKH syndrome patients usually complain of primary
amenorrhea and infertility. These typical symptoms make
diagnosis of MRKH delayed till late puberty. Among them, 6-
10% of the patient complaints of pelvic pain. Reasons may be
hematometra,endometriosis and myoma.[10]

First diagnostic modality is trans abdominal ultrasound which
shows absence of uterus with hypoechoeic mass in associated
myomas like our case. The imaging technique of choice is MRI
because of its excellent soft tissue resolution which make
accurate evaluation of uterine aplasia as well as a clear
visualisation of rudimentary horn and ovaries. MRI shows
leiomyomas as masses of low to intermediate signal intensity
compared to myometrium on T1 and T2 weighted images.[11]
Diagnostic laparoscopy is the gold standard for definitive
diagnosis of MRKH syndrome.[12]

Differential diagnosis of leiomyoma in mullerian remnant of
MRKH syndrome may be gastrointestinal stromal tumour of
intestine (GIST), ovarian fibroma and extravesical leiomyoma
of the urinary bladder.[2]

Treatment of patients of leiomyoma with MRKH syndrome is
myomectomy or hysterectomy and vaginal reconstruction.[2]
In our case the vaginoplasty was not done due to the presence
of a functional vagina already. With advances in minimal
access surgery, the Vecchietti and Devydov procedures can
now be performed. Surrogacy may be an important option for
retaining motherhood. Proper counselling is very necessary to
emphasise the fertility potential through surrogacy. For those
who donot opt for surrogacy, adoption is another good option.

Conclusion

It is very rare to find leiomyoma to originate from
fibromuscular tissue of remnant uterus in patients of MRKH
syndrome. So this rare case is being reported. Excision of
tumour with uterine remnant is indicated when symptomatic.
Acknowledgements

The authors would like to thank Dr. Pankaj Kumar Doloi of St.
Stephen’s Hospital, New Delhi for ENT consultation and
editing the article.

Funding Sources

This research did not receive any specific grant from funding
agencies in the public, commercial, or not-for-profit sectors.

Declarations of Interest: The authors have no conflicts of
interest relevant to this article.

Aditum Publishing -www.aditum.org

References

1.

2.

10.

11.

Evans TN. (1981). Am J Obstet Gynecol. 141(8):910-
920.

Rawat KS, Buxi TBS, Yadav A, Ghuman SS,Dhawan
S. (2013). Large leiomyoma in a woman with Mayer-
Rokitansky-Kuster-Hauser syndrome. J Radiol Case
Rep. 7(3): 39-46.

Morcel K, Guerrier D, Watrin T, Pellerin I, Leveque J.
(2008). The  Mayer-Rokitansky-Kuster-Hauser
(MRKH) syndrome: clinical description and genetics.
J Gynecol Obstet Biol Reprod (Paris). 37(6):539-546.
Breech LL, Laufer MR. Mullerian anomalies. (2009).
Obstet Gynecol Clin North Am. 36(1):47-68.

Struble EH, Lemmans JAM, Thijn CJP, et al. (1992).
Spinal abnormalities and atypical forms of the Mayer-
Rokitansky-Kuster-Hauser ~ syndrome.  Skeletal
Radiol. 21(7):459-462.

Deligeoroglou E, Kontoravdis A, Makrakis E,
Christopoulos P, Kountouris A, Creatsas G. (2004).
Develpoment of leiomymas on the uterine remnants of
two women with Mayer-Rokitansky-Kuster-Hauser
syndrome. Fertil Steril. 81(5):1385-1387.

Dandu S, Jones SE, Okeahialam MG. (2000). Mayer-
Rokitansky-Kuster-Hauser syndrome associated with
chromosomal abnormality and fibroid arising from the
rudimentary uterine horn. J Obstet Gynecol. 20(1):9
Edmonds DK. (2003). Multiple fibroids in a
postmenopausal women with Mayer-Rokitansky-
Kuster-Hauser ~ syndrome.J  Pediatr ~ Adolesc
Gynecol. 16(2):65-66.

Parikh MN, J. (2000). Obstet Gynecol. 50(5):128-133
Fedele L et al. (2007). Obstet Gynecol. 109:1111—
1115.

Mueller GC, Hussain HK, Smith YR, et al. (2007).
Mullerian duct anomalies: comparision of MRI
diagnosis and clinical diagnosis. AJR Am J
Roentgenol. 189(6):1294-1302.

Fiaschetti V, Taglieri A, Gisone V, Coco I, Simonetti
G. (2012). Mayer-Rokitansky-Kuster-Hauser
syndrome diagnosed by magnetic resonance imaging.
Role of imaging to identify and evaluate the
uncommon variation in development of the female
genital tract. J Radiol Case Rep. 6(4):17-24.

Page 3 of 3


http://aditum.org/
https://www.ncbi.nlm.nih.gov/pubmed/7032301
https://www.ncbi.nlm.nih.gov/pubmed/7032301
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3661426/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3661426/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3661426/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3661426/
https://europepmc.org/article/med/18723299
https://europepmc.org/article/med/18723299
https://europepmc.org/article/med/18723299
https://europepmc.org/article/med/18723299
https://dialnet.unirioja.es/servlet/articulo?codigo=3202017
https://dialnet.unirioja.es/servlet/articulo?codigo=3202017
https://link.springer.com/article/10.1007/BF00190992
https://link.springer.com/article/10.1007/BF00190992
https://link.springer.com/article/10.1007/BF00190992
https://link.springer.com/article/10.1007/BF00190992
https://www.sciencedirect.com/science/article/pii/S001502820400144X
https://www.sciencedirect.com/science/article/pii/S001502820400144X
https://www.sciencedirect.com/science/article/pii/S001502820400144X
https://www.sciencedirect.com/science/article/pii/S001502820400144X
https://www.sciencedirect.com/science/article/pii/S001502820400144X
https://www.tandfonline.com/doi/pdf/10.1080/01443610063688
https://www.tandfonline.com/doi/pdf/10.1080/01443610063688
https://www.tandfonline.com/doi/pdf/10.1080/01443610063688
https://www.tandfonline.com/doi/pdf/10.1080/01443610063688
https://www.jpagonline.org/article/S1083-3188(03)00013-5/abstract
https://www.jpagonline.org/article/S1083-3188(03)00013-5/abstract
https://www.jpagonline.org/article/S1083-3188(03)00013-5/abstract
https://www.jpagonline.org/article/S1083-3188(03)00013-5/abstract
https://journals.lww.com/greenjournal/fulltext/2007/05000/Laparoscopic_Findings_and_Pelvic_Anatomy_in.17.aspx
https://journals.lww.com/greenjournal/fulltext/2007/05000/Laparoscopic_Findings_and_Pelvic_Anatomy_in.17.aspx
https://www.ajronline.org/doi/abs/10.2214/AJR.07.2494
https://www.ajronline.org/doi/abs/10.2214/AJR.07.2494
https://www.ajronline.org/doi/abs/10.2214/AJR.07.2494
https://www.ajronline.org/doi/abs/10.2214/AJR.07.2494
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3370694/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3370694/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3370694/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3370694/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3370694/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3370694/

