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Congenital Absence of the Endometrium: A Rare Cause of 
Primary Amenorrhea

Case Report
Published: 20 Apr, 2022

Abstract
Primary amenorrhea is failure to menstruate by the age of 16 years irrespective of secondary sexual 
characteristics. It is mostly caused by premature ovarian failure secondary to gonadal dysgenesis of 
which Turner syndrome is the commonest. Congenital problems of the reproductive tract especially 
Müllerian agenesis is another important cause. Isolated congenital absence of the endometrium 
is a very rare cause of primary amenorrhea with only two case reports so far. Here I present a 
25 years old woman who presented with failure to menstruate but had well-developed secondary 
sexual characteristics and uterus with patent cavity where congenital absence of the endometrium 
was found as the cause of her amenorrhea. So, in women with primary amenorrhea in the presence 
of secondary sexual characteristics and uterus, with absence of endometrial stripe on transvaginal 
sonography and patent uterine cavity on uterine sounding, congenital absence of the endometrium 
should be entertained as a cause of primary amenorrhea.
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Introduction
Amenorrhea is the absence or abnormal cessation of the menses. Primary and secondary 

amenorrhea describes the occurrence of amenorrhea before and after menarche, respectively [1]. 
Primary amenorrhea: is defined as: Absence of menses by 14 years of age in the absence of growth or 
development of secondary sexual characteristics or absence of menses by 16 years of age regardless 
of the presence of normal growth and development including secondary sexual characteristics [2]. 
It may be caused by problems in the outflow tract, ovaries, hypothalamus or anterior pituitary. 
Gonadal dysgenesis which includes turner syndrome is the most common cause of delayed puberty 
and primary amenorrhea. Congenital female reproductive tract anomalies of which Müllerian 
agenesis which patients with this problem have absent uterus and vagina is another cause of primary 
amenorrhea. In such cases ovaries are normally well developed and ovulation occurs normally in 
these girls [3]. Congenital absence of the endometrium which is absence of the glandular mucous 
membrane lining of the uterine cavity that is hormonally responsive during the estrous/menstrual 
cycle and during pregnancy is a very rare condition with only two case reports published online. The 
uterus could be with cavity or without [4,5]. Here I present a 28years old woman diagnosed with 
primary amenorrhea secondary to congenital absence of the endometrium.

Case Presentation
History

A 28 years old lady presented to Gondar University Hospital complaining failure to menstruate. 
She was also married 5 years back but failed to conceive. She had no problem of sexual intercourse. 
She has never used contraception. Her peer friends are menstruating and have children. She has 2 
sisters but both are yet below age of 13years. She noticed development of her breasts and pubic hair 
at the age of 14 years. She has monthly cyclic lower abdominal discomfort and breast pain. A year 
back she was seen at nearby health institution and was prescribed with progesterone but there was 
no withdrawal bleeding. She was then given combined oral contraceptive pills for 3 months and 
there was no uterine bleeding. She has no head ache, visual disturbance or galactorrhea. She has no 
history of uterine instrumentation, history of pelvic infection or tuberculosis. She had no history of 
chronic medical illnesses.

Physical examination
She is apparently healthy looking with normal body makeup and stature. The vital signs are 
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within normal range. Her weight is 60 kg and height is 168 cm (Figure 
1). She has female type hair distribution over her head. No anterior 
neck masses. Breasts are well developed symmetrical and pendulous. 
She has normal female type external genitalia with female type pubic 
hair distribution of adult type. Vagina is 9 cm long with normal cervix 
and cervical opening seen. Uterus is small with normal position. 
Uterine sound was inserted to check patency of the uterine cavity and 
was patent and measures 4 cm together with the cervical canal (Figure 
2, 3).

Laboratory
FSH= 8.3.

Testosterone, Prolactin and Thyroid function tests are all in the 
normal range.

Imaging
Transvaginal ultrasound was done showing hypoplastic uterus 

measuring 2.5 cm by 2 cm. Cervical canal is seen but the endometrial 
strip is not visualized. Both ovaries are seen in their normal 
position with follicles. Both kidneys are in the normal position on 
transabdominal ultrasound (Figures 4-6).

Hysteroscopy
Hysteroscopy was done under spinal anesthesia. The cervical 

canal is clearly seen and the hysteroscope was advanced to pass the 
internal os. A small patent uterine cavity with superficial vessels is 
seen. There were no adhesions and the right tubal ostia is seen (Figure 
7, 8).

Endometrial biopsy
Endometrial biopsy was taken with hysteroscopy forceps but 

impossible to get sample so curettage was done and sent to histologic 
evaluation that showed only blood and no endometrial gland or 
stroma is seen.

Discussion
Primary amenorrhea is usually the result of a genetic or 

anatomic abnormality. From the most common etiologies of primary 
amenorrhea seen in a large case series, congenital anomalies of the 
reproductive tract i.e., Absence of the uterus, cervix and/or vagina, 
Müllerian agenesis accounted for 15 percent and Transverse 
vaginal septum or imperforate hymen for 5 percent of the cases 
[6]. History, physical examination, and estimation of Follicle 

Figure 1: Shows normal female type hair distribution of the head and well-
developed breasts.

 

Figure 2: Appearance of the external genitalia (photo taken just before 
hysteroscopy).

 

Figure 3: Sims speculum in the vagina posteriorly and locked tenaculum 
applied anteriorly to support the vagina for visualization of the cervix.

 

Figure 4: Transvaginal u/s of uterus. Note that endometrial strip is not seen.

 

Figure 5: Right ovary measuring 2.7 cm by 1.8 cm with follicles seen.
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Figure 6: Left ovary measuring 1.87 cm by 1.68 cm with follicles seen.

Figure 7: Hysteroscopic view of the cervical canal till the internal os.

Figure 8: Hysteroscopic appearance of the uterine cavity with superficial 
vessels. The tubal ostia seen on right side.

Stimulating Hormone (FSH), Thyroid Stimulating Hormone (TSH), 
and prolactin will identify the most common causes of amenorrhea. 
When the physical examination is normal (the majority of cases), the 
initial investigations should exclude pregnancy and estimate FSH and 
prolactin concentrations [7]. Congenital absence of the endometrium 
is an uncommon etiology for primary amenorrhea, and non-
visualization of the endometrial stripe on ultrasound imaging in 
association with primary amenorrhea should raise suspicion of this 
rare disorder in this case [5]. Endometrial absence is a differential 
diagnosis for primary amenorrhea; assessment of the uterine cavity 
and obtaining biopsy samples may help in diagnosis of suspected 
cases before they undergo assisted reproduction and can avoid 
unnecessary treatment [4].

Conclusion
In women with primary amenorrhea in the presence of secondary 

sexual characteristics and uterus with patent cavity, congenital 
absence of the endometrium should be entertained as a possible cause 
of primary amenorrhea. Endometrial biopsy should then be done to 
confirm the diagnosis.
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