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MAYER-ROKITANSKY-KUSTER-HAUSER SYNDROME WITH HYPERANDROGENEMIA: A RARE CASE OF MULLERIAN DYSGENESIS
Melody Nethania Sutedja
Department of Obstetrics and Gynecology, Mariano Marcos Memorial Hospital and Medical Center, Batac City, Ilocos Norte, Philippine
Mayer-Rokitansky-Kuster-Hauser (MRKH) syndrome with hyperandrogenism is a spectrum of Müllerian duct anomalies characterized by congenital aplasia of the uterus and of the upper part (2/3) of the vagina, in young women presenting infrequently with high level of testosterone. The ovaries and fallopian tubes are present. It is one of the most common causes of primary amenorrhea and affects at least 1 out of 4500 women however there only 4 cases were reported of MRKH syndrome associated with hyperandrogenemia in literature. The MRKH syndrome usually remains undetected up until the patient complains with primary amenorrhea regardless of normal development of secondary sexual physical characteristics. We report a case of MRKH syndrome with hyperandrogenism  in a 21-year-old female who presented with primary amenorrhea, Physical examination include Tanner stage 5 breasts, Pubic hair stage IV with absence of cervix, short vaginal canal and no clitoromegaly. Transvaginal ultrasound revealed an infantile uterus while MRI shows small uterus with inactive endometrium and incidental findings of Tarlov cyst. Counseling, assurance and supportive psychotherapy were given to the patient. Follicle stimulating hormone, chest X-ray, 75 gram oral glucose tolerance test, BUN, creatinine, audiogram and electrocardiogram results were all within normal ranges. Chromosomal analysis was 46 XX karyotype. Serum testosterone was markedly elevated at 11.1 nmol/L, above the normal values for both male and female.
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Figure 1. Normal Axilla Hair
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Figure 2. Fully developed breasts
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Figure 3.Fully developed breasts at Tanner V 
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Figure 4. Pubic hair at Tanner IV
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Figure 5. Pubic hair at Tanner IV with normal-looking clitoris, labia majora
and labia minora
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Figure 6. Normal-looking clitoris, labia majora and labia minora
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Figure 7. Vaginal canal of 4 cm ending in a blind pouch
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Figure 8. Ultrasound shows infantile uterus
Figure 9. Ultrasound shows small homogenous structure seen at the midline
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SPECIALIST GROUP HOSPITAL AND TRAUMA CENTER
Tapuac District, Dagupan City 2400 Pangasinan, Philippines
Tel. No.:(075) 522 - 2254/515-8310/Fax No.(075) 523 - 0131

MRI OF WHOLE ABDOMEN:
Pain and contrast MR study of the whole abdomen in multiplanar views ere taken.

‘e liver s normal n size with normal magnetic issue characteristics. The intrshepatic ducts
are not disted. Negative fo discete mass leson.

The gallbadder and splesn are norml.
The pancreas, adrenals and kidheys are nomal.

The wterus i small measuring 40 x 21 x 17 mem with endometrial thickness of 7.6 mim. No.
cervix i seen. The ovaries appear normal.

Negative for enlarged retroperitoneal and pehic ymph nodes.
Negative for asdites.

Visualized osseous structures are unremarkable. A small midline cyst measuring 16 x 16 x 11
mim s seen posteror t the body of 52 vertebra.

IMPRESSION:
MULLERIAN AGENESTS TO CONSIDER MAYER ROKITANSKY-KUSTER-HAUSER (MRKH)

SYNDROME.
TARLOV CYST, 52.

Thank you for your referal.
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Figure 10. MRI results
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Figure 11. Karyotyping result of 46, XX
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Figure 12. Consideration for blind or absent vagina. Adapted from Gynecologic Endocrinology and Infertility Eighth Edition Marc A. Fritz, MD
The University of North Carolina at Chapel Hill ; Leon Speroff, MD
Oregon Health & Science University  2011 , Chapter 11, page 441
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