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  Introduction 
 Swyer syndrome is characterised by 46,XY karyotype and a female 
phenotype with normally developed M ü llerian ducts, streak gonads, 
minimal breast enlargement, elevated gonadotropins, low levels of 
oestrogens, normal levels of androgens and primary amenorrhoea. 
Here we present two sisters with complete gonadal dysgenesis, one of 
which remained amenorrheic, despite the oestrogen treatment.   

 Case report 
 A 20-year-old female was admitted to our clinic with the com-
plaining of absence of menstrual bleeding and growth retarda-
tion of secondary sex characteristics. She fi rst presented with 
primary amenorrhoea at age 16 years to a diff erent clinic. Her 
serum FSH level was 193 mIU/ml, LH level was 54 mIU/ ml; her 
E 2    �    20 pg/ml. She was given cyclic hormone therapy and responded 
well to the treatment with menstrual withdrawal bleeding. On physi-
cal examination, she had Tanner stage 2 breast development, a normal 
vagina with Tanner stage 4 pubic hair development. Genetic analysis 
revealed her karyotype to be 46,XY and aft er microdeletion studies 
of AZF (SY81, SY86, SY84, SY182, SY121, SYPR3, SY124, SY127, 
SY128, SY130, SY133, SY134, SY145, SY152, SY242, SY208, SY254, 
SY255, SY157) and SRY (SY14) gene, no mutation was identifi ed. Pre-
operative pelvic ultrasound revealed a hypoplastic uterus, which was 
3.1    �    5.2    �    2.50 cm in diameter, and pelvic magnetic resonance (MR) 
imaging demonstrated that uterus size was smaller than normal. 

 We performed laparoscopic bilateral gonadectomy. During the 
operation, we observed bilateral, elongated,  ‘ streak ’  gonads and a 

small uterus. Pathology revealed atrophic ovarian tissue with diff use 
cortical fi brosis (Figure 1). 

 Her sister had been diagnosed as having pure gonadal dysgenesis 
at the age of 15. At the time of presentation to our clinic, she was 
a 26-year-old woman with primary amenorrhoea. Her laboratory 
studies showed FSH level of 87 mUI/lt, LH of 17.7 mUI/ml and E 2  
level of 20 pg/ml. Th e development of secondary sexual character-
istics was halted in breasts with Tanner 2 and pubic hair growth 
with Tanner 3 staging. She was given cyclic hormonal therapy but 
no menstrual withdrawal bleeding was seen. On her genetic analysis, 
her karyotype was found as 46,XY but no mutation was observed in 
the SRY gene. Laparoscopic bilateral gonadectomy was performed 
9 years ago. A hypoplastic uterus was reported to be seen during 
the operation. Her pathology was reported as atrophic ovarian tissue 
with diff use fi brosis (streak gonad).   

 Discussion 
 Pure gonadal dysgenesis is thought to be the result of a deletion 
in the short arm of Y chromosome involving SRY gene or a 
mutation in other genes that leads to inhibition of SRY function 
(Behzadian et   al. 1991). XY gonadal dysgenesis can be inherited 
as autosomal or X-linked disorder. Familial cases of Swyer 
syndrome have also been described (Sarafoglou and Ostrer 2000; 
Bagci et   al. 2011). 

 An interesting fi nding in our cases was that one sister responded 
to treatment with hormone therapy with menstrual bleeds but that 
the other did not. Th e hypoplastic size of uterus in Swyer syndrome 
can be explained by inherent factors, by defi ciencies in the man-
agement of women with delayed puberty in terms of timing and 
method of induction of puberty (Michala et   al. 2008) or by the 
insuffi  cient function of prenatal anti-M ü llerian hormone due to 
testicular failure (Kahyaoglu et   al. 2006). 

 Hormonal replacement therapy has to be given to promote the 
development of secondary sexual characteristics and, probably, 
stimulate the growth of the uterus for an eventual pregnancy (H é tu 
et   al. 2010). Pregnancies in women diagnosed with Swyer syndrome 
have been reported in the literature (Tulic et   al. 2011; Creatsas et   al. 
2011) and this has shown that normal pregnancies can be achieved 
with the help of artifi cial reproductive techniques, despite the unde-
veloped structure of uterus. 

 Adoption and surrogacy is another option in having children 
with these patients. Furthermore in future, possible uterine trans-
plantation may become an option in these women for whom adop-
tion or gestational surrogacy is restricted for personal, societal or 
religious reasons.      
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  Introduction 
 Scar endometriosis (SE) is a rare entity reported in 0.03 – 1.08% of 
women following obstetric or gynaecological surgeries (Veda and 
Srinivasaiah 2010). Malignant transformation in endometriotic 
deposits was fi rst described in the literature as early as 1925 (Sampson 
1925). Endometriosis in association with malignancy is being 
reported with increasing frequency (Higashiura et   al. 2012). A pre-
operative diagnosis is diffi  cult, and in most of the cases, the diagnosis 
is confi rmed aft er surgery. Endometrial stromal sarcoma (ESS) is the 
least common ( �    10%) type of uterine sarcoma, and furthermore, 
extrauterine endometrial stromal sarcoma is extremely rare (Higashiura 

et   al. 2012). We hereby report a case of ESS of the abdominal wall 
arising from endometriosis in a caesarean section scar in a 41-year-
old woman, and how we surgically managed this case.   

 Case report 
 A 41-year-old woman presented with a mass lesion on the left  side 
of a Pfannenstiel incision, that was painful during menstruation 
(Figure 1). Th e patient described that the lesion had gradually 
enlarged, causing exacerbating pain and tenderness during her 
menstruation periods. She had undergone a myomectomy opera-
tion 10 years ago and a caesarean section operation 19 years ago. On 
vaginal examination, her uterus was bigger, myomatous, irregular, 
fi xed and immobile. An endometrioma of approximately 30    �    27 mm 
size was determined in transvaginal examination in the left  ovary, 
concordant with multiple leiomyomata. Magnetic resonance imag-
ing (MRI) demonstrated leiomyomata at uterine corpus and endo-
metrioma at the ovary. An endometriotic mass lesion involving 
the skin and rectus abdominis muscle was also identifi ed by MRI. 
Fine needle aspiration cytology (FNAC) performed on the mass 
lesion in subcutaneous tissue showed endometriosis. Based on 
the typical history, clinical and cytological features, a diagnosis of 
scar endometriosis with involvement of the abdominal wall was 
established. Th e parietal peritoneum and rectus abdominis muscle 
were infi ltrated, and a 3    �    4 cm chocolate cyst was encountered 
intraoperatively on the left  ovary, with multiple leiomyomata and 
diff use adhesions. Wide surgical excision was performed removing 
a wide margin on all sides (Figure 1). Additionally, total abdominal 
hysterectomy and bilateral salpingo-oophorectomy were performed. 
Microscopic examination revealed low-grade endometrial stromal 
sarcoma at samples obtained from rectus muscles (Figure 2). 
Recovery was uneventful.   

 Discussion 
 Cutaneous localisation of endometriosis is unusual and appears 
most frequently in surgical scars from obstetric or gynaecologi-
cal interventions. In clinically doubtful cases, FNAC is one of the 
fi rst diagnostic tools in the evaluation of tumours. Sometimes, the 
FNAC smears can be haemorrhagic, showing only a few macrophages 
and infl ammatory cells, in which case the diagnosis of SE might be 
missed, as in our case. Th e mass lesion should be excised and evalu-
ated histologically to rule out malignancy (Veda and Srinivasaiah 
2010). 

 Extragenital ESS is an extremely uncommon pathology with very 
few cases reported to date. Extragenital ESS is thought to occur more 
oft en in premenopausal women (Sofoudis et   al. 2012). Th e ovary is 
the primary site of malignancy in 76% of the cases; however, 24% 
of the tumours arise from extragonadal sites (Lauslahti 1972; Brooks 
and Wheeler 1977). Th e origin of ESS has been explained by at least 
two hypotheses; fi rst, is the malignant transformation of endometrio-
sis, and second is the de novo tumour formation, potentially derived 
from M ü llerian cells (Jung et   al. 2009). Th e pluripotential M ü llerian 
epithelium is considered to be widely distributed in the abdominal 
and pelvic cavities. Th erefore, ESS may originate from endometriosis 

  Figure 2.     (a) Endometrial glands (asterisk) with neoplastic cells suggestive 
of low-grade endometrial stromal sarcoma (arrow) (H & E,  �    40). (b) His-
topathological examination showing characteristically uniform oval and 
spindle-shaped cells, suggestive of low-grade endometrial stromal sarcoma 
(H & E,  �    100).  

  Figure 1.     Wide excision of abdominal wall endometriosis with normal tis-
sue around the margins (nodular, pigmented, non-mobile mass lesion was 
located on the left  side of the anterior abdominal wall and close by, the previ-
ous Pfannenstiel incision scar).  


