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— Abstract

Mayer-Rokitansky-Kiister-Hauser (MRKH) syndrome is characterized by congenital aplasia of the uterus and the upper
part of the vagina in women showing normal development of secondary sexual characteristics and a normal 46, XX
karyotype. MRKH syndrome usually remains undetected until the patient presents with primary amenorrhea despite
normal female sexual development. MRKH syndrome is the second frequent cause of primary amenorrhea. There have
been several reports concerning gynecologic disease in MRKH syndrome, but there has been few case about MRKH
syndrome with gonadal agenesis. We report an exceptional association between bilateral ovarian agenesis 46,XX and
MRKH syndrome. A 27-year-old woman who presented with primary amenorrhea and absence of secondary sexual
development. She had normal, 46XX karyotype, but no upper vagina, uterus and both ovary. And there was no
urogenital and skeletal malformation. She was diagnosed as the atypical form of MRKH syndrome (bilateral gonadal
agenesis 46 XX).
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Fig. 1. Patient’s appearance. She had undeveloped breast
(Tanner stage 2) and no pubic hair.
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Fig. 2. Karyotype of the patient. Y signal could not be found
in any cell by fluorescence in situ hybridization (FISH).
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Fig. 3. No identifiable uterine tissue could be visualized and
tubular shaped rudimentary vagina was seen between rectum
and bladder in T; weighted sagittal image(A). There is no
identifiable both ovary in T; weighted axial image(B).
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