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Abstract

Persistent mullerian duct syndrome (PMDS) is
usually an accidental finding during routine inguinal
hernia repair in male patients. Intraoperatively,
mullerian remnants consisting of an infantile uterus
and fallopian tubes are usually found. Herein we report
a case of PMDS in a 3-year-old boy presenting with
unilateral undescended testes.The right testis was not
palpable and the diagnostic ultrasound shows a non-
visualized right testis neither in scrotum nor in the right
inguinal region.

Keywords - Persistent mullerian duct syndrome,
Hernia uteri inguinale, anti-mullerian hormone,
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I. INTRODUCTION

Persistent Mullerian duct syndrome (PMDS) is a
rare disorder of sexual reproductive system that affects
males; however, the prevalence of the condition is yet
unknown. Males with PMDS have normal phenotyping
consisting of normal male external genitalia as well as a
uterus and fallopian tubes.

The uterus and fallopian tubes during emberyonal life
develop from the Miillerian duct, which is present in
both male and female and normally in males it becomes
artretic but it remains in those with PMDS. The main
signs of PMDS may include (cryptorchidism) or
inguinal hernia.

Here we report a case of PMDS who presented with
inguinal hernia and the hernia content were sent to
histopathology and was incidentally found to be a case
of PMDS

Il. CASE REPORT

A three year-old toddler was brought to our Shar
hospital in Sulaimani city in Iraq for evaluation of
unilateral cryptorchidism that was phenotypically
male(Figure-1). Informed consent was obtained from
the parents of the child to publish the case. Clinical

findings: The right testis was impalpable and a right
inguinal hernia was present.
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Diagnostic Ultrasound shows a non-visualized right
testis neither in scrotum nor in the right inguinal region
with normal size and texture of the left testis and
epididymis with no obvious hydrocele nor varicocele.

During herniotomy and right sided orchidopexy a thick
cord like structure was found in the right inguinal
region and was sent for histopathologicalexamination.

Pathological examination:Grossly, A three centimeters
tubular structure was received, sliced and all was
submitted for histopathological evaluation.
Microscopical finding: An infantile uterus comprising
of normal-looking endometrial lining with few

endometrial glands surrounded by myometrium (Figure
2) with

two patent normal looking fallopian

Figure 2. (A) Infantile uterus (x100), (B) Endometrial
glands and stoma (x 400)

111. DISCUSSION

Persistency of the Maullerian ducts syndrome
(PMDS) is a rare condition of male pseudo
hermaphroditism, and only sporadic descriptions were
made in either men or animals.!'During normal male
embryological development, under the influence of
antimullerian hormone (AMH), Mullerian ducts have
totally disappeared at 10 weeks of fetal development,
releasing the testes from their initial position in the
pelvis and allowing them to reach the scrotum,
provided the cord is of sufficient length. If the
Mullerian ducts fail to regress, the testes remain
suspended in the broad ligament. In females, the broad
ligament is solidly attached to the pelvis, but in PMDS
the connection is usually flimsy or nonexistent,
allowing the testes, still attached to the Fallopian tubes,
to descend towards the inguinal canal and scrotum,
dragging the uterus in their wake.”Patients are
phenotypically male and usually present when young
with unilateral or bilateral cryptorchid testes and an
inguinal hernia into which prolapsed infantile uterus
and fallopian tubes are found.”!

PMDS is defined as the presence of mullerian
derivatives, uterus, and Fallopian tubes in otherwise
normally masculinized 46,XY subjects. The PMDS
patient is outwardly completely male, the urethra opens
at the tip of the penis (there is no hypospadias).!”
Persistency of Maullerian Ducts derivates in genetic
males is associated with impaired secretion of Anti-
Millerian hormone (AMH) or to AMH receptor
deficiency ). Genetic anomalies in AMH secretion or
functioning will interfere with the process of Millerian
Ducts regression.Between 1990 and 2016, molecular
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studies in 157 families with PMDS were done.
Mutations of either the AMH or AMHRII gene have
been detected in 88% of cases. A few individuals with
AMH or AMHRII mutations may lack mullerian
remnants, whereas in others with clinical features of the
condition, no mutations can be detected.!

Sometimes, Maullerian derivatives are not found in
subjects bearing an AMH or AMHRII mutation. They
may be totally asymptomatic.®!

Familial cases have been reported with a probability of
sex-limited autosomal recessive or X-linked recessive
inheritance. An incidence of PMDS in identical twins
has also been reported.® Infertility is the most frequent
complication of PMDS but normal spermatogenesis has
also been reported. A proportion of 11% of fertile
patients in Kuwait and neighboring populations was
regestered.’” All these patients except for one
presented with either transverse testicular ectopia or
hernia uteri inguinalis, i.e., at least one testis was in a
normal scrotal position.Munfortunately no such
registration found in Irag.So fertility is rare but possible
in PMDS provided two conditions are met: at least one
testis should be normally descended and the excretory
ducts should be intact.[*

ACKNOWLEGMENTS

We would like to thank International Islamic University
Malaysia for funding this research through Research
Initiative Grant Scheme number P-RIGS- 18-030-0030.

REFERENCES

[1] R. Payan-Carreira, M. A. Pires and J. Robalo Silva. Sex
Chromosomes: Genetics, Abnormalities, and Disorders. XY
Male Pseudohermaphroditism, 2009, chapter 9, Editor: C. N.
Weingarten and S. E. Jefferson, Nova Science Publishers Inc:
pp 165-190

[2] Miller A, Hong MK, Hutson JM: The broad ligament: a review
of its anatomy and development in different species and
hormonal environments. ClinAnat.2004;17: 244-251.

[3] Robboy SJ, Bentley RC, Russell P, Anderson P. Fox H, Wells
M. Haines and Taylor-Obstetrical and Gynecological Pathology.
5th ed. United Kingdom: Churchill Livingstone Elsevier; 2003.
Pathology of abnormal sexual development; pp. 1209-32.

[4] Jean-Yves Picard a—c Richard L. Cate d Chrystele Racine a—c
Nathalie Josso. The Persistent Millerian Duct Syndrome: An
Update Based Upon a Personal Experience of 157 Cases. Sex
Dev 2017;11:109-125

[5] Belville C, Josso N, Picard JY. (1999). Persistence of Millerian
derivatives in males. Am J Med Genet. 89,218-23.

[6] Hunter RHF. (1995). Sex Determination Differentiation and
Intersexuality in PlacentalMammals. Cambridge University
Press, Cambridge, pp. 310.

[7]1 Josso N, Belville C, di Clemente N, Picard JY. (2005). AMH
and AMH receptor defects in persistent Mdullerian duct
syndrome. Hum Reprod Update. 11,351-6.

[8] Abduljabbar M, Taheini K, Picard JY, Cate RL, Josso N:
Mutations of the AMH type Il receptor in two extended families
with persistent Mullerian duct syndrome: lack of phenotype/
genotype correlation. Horm Res Paediatr.2012;77: 291-297

[9]

[10]

[11]

Manjunath BG, Shenoy VG, Raj P. Persistent millerian duct
syndrome: How to deal with the miillerian duct remnants- A
review. Indian J Surg. 2010;72:16-9. [PMC free article]
[PubMed]

Farag TI: Familial persistent Mullerian duct syndrome in
Kuwait and neighboring populations. Amer J Med
Genet.1993;47: 432-434.

Modi J, Modi D, Bachani L: Acute urinary retention caused by
seminoma in a case of persistent Mullerian duct syndrome.
Indian J PatholMicrobiol. 2015;58: 83-85.

ISSN: 2393 — 9117

http://www.internationaljournalssrg.org

Page 3



https://www.ncbi.nlm.nih.gov/pubmed/23133198

