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Abstract

Swyer syndrome is a pure gonadal dysgenesis associating with 46 XY karyotype and primary amenorrhea in a phenotypic
female. In this syndrome, there is an abnormality in testicular differentiation. Patients with specific disorders in sexual
differentiation have an increased risk for development of genital malignancies.
A 23 years old female admitted to the hospital with the complaint of primary amenorrhea. The clinical and laboratory
investigations revealed Swyer syndrome and dysgerminoma developed from left ovary. Left gonadectomy was applied to the
patient. There was neither a family history of primary amenorrhea nor genital tract tumor.
The early diagnosis of the patients with Swyer syndrome is very important because of the increased risk for the development of
malignancy. The early surgical treatment and if required, convenient chemotherapy will lengthen survival.

INTRODUCTION

Swyer syndrome is a pure gonadal dysgenesis associating
with 46 XY karyotype, primary amenorrhea, presence of
female internal genital tract and bilateral streak gonads in a
phenotypic female (1). There is a testicular differentiation

abnormality in Swyer syndrome. The patients are
characterized by impuberism with a female phenotype
without genital ambiguity and stigmas of Turner syndrome
(2). They have also elevated gonadotropins and hypoplastic

gonads without germ cells (3). The incidence of Swyer

syndrome is 1:100.000 (4). The diagnosis is usually made at

adolescence when the primary amenorrhea is investigated
(1).

Patients with specific disorders in sexual differentiation have
an increased risk for development of genital malignancies.
The patients with Swyer Syndrome have streak gonads and
an age related increased risk for development of
malignancies.

The most frequent malignant genital tumors in Swyer
syndrome are gonadoblastoma and dysgerminoma. The
calculated risk of malignancy in such patients is approxi-
mately 30% (3, 5, 6). Additionally, 5% of dysgerminomas are

developed in patients with phenotypically female and 46 XY
karyotype (7). We report here a rare case of dysgerminoma

with Swyer syndrome in a 23 years old female.

CASE PRESENTATION

A 23 year old virgin female admitted to the hospital with the
complaint of primary amenorrhea. She was 173 cm height
and 52 kg weight. Physical examination revealed a female
with normal external genitalia. The developments of breasts
and vagina were hypoplastic. The pubic and axillary hairs
were sparse. The serum levels of LH, FSH, estradiol and
testosterone were out of the reference ranges; but, the levels
of tumor markers were within the normal ranges (Table 1).

Figure 1

Table 1 : Serum hormone and tumor markers levels.

Thus, the patient was thought to be simple hormonal
insufficiency and applied hormonal replacement therapy
[0.15 mg of levonorgestrel and 0,03 mg of ethinyl estradiol
(Lo-Ovral) for three months and then 17ß-estradiol and
noretisteronacetat (Trisequens) for six months]. The
menstrual bleeding was obtained after hormonal replacement
therapy which was fairly scanty with respect to normal
bleeding quantity and the physicians decided to perform
further investigation.
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The pelvic ultrasonography showed a solid mass measured
34x27mm in left pelvis.The right gonad couldn't have been
found. There was a hypoplastic uterus with a rudimentary
cervix. The magnetic resonance image (MRI) of the pelvis
showed a solid hypointens mass measured 35x31x26 mm in
the left pelvis (Image 1) and a hypoplastic uterus (Image 2).

Figure 2

Image 1 : MRI, gonadal mass within the left pelvis (in white
circle).

The uterus was 20x16x15 mm in dimension. There was not
any image about right gonadal tissue.

Figure 3

Image 2 : MRI, rudimentary uterus (in white circle).

A karyotype analysis was performed in Istanbul Medical
Faculty which revealed a 46 XY complement (Image 3).

Figure 4

Image 3 : Karyotype of the patient with 46 XY complement.

Left gonadal mass was removed in Erzincan State Hospital
and right gonad was not detected during laparotomy. Left
gonadal mass was measured as 36x32x28 mm. It was
evaluated as dysgerminoma histopathologically in Erzincan
State Hospital (Image 4).

Figure 5

Image 4 : Microscopic view of dysgerminoma.
(Hematoxylen-Eosine; x400)

There were granulomatous changes in the stroma. The entire
gonad was replaced by tumor but there was not any invasion
on the gonadal surface.Tumor was formed by well delimited
nests of tumor cells separated by fibrous strands containing
inflammatory cells. Tumor cells had abundant clear
cytoplasm with well defined cell margins. Tumor was
classified as stage I A according to FIGO grading system;
because it was limited to left ovary, the capsule was intact,
no tumor on gonadal surface and no malignant cells in
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ascites or peritoneal washings.

DISCUSSION

XY gonadal dysgenesis is characterized by streak gonads in
phenotypic females without somatic abnormalities (8). The

existence of uterus is important in definition of gonadal
dysgenesis. In Swyer syndrome, uterus is present and it is
generally hypoplastic. The absence of uterus has been
regarded by a number of authors as a criterion for the
diagnosis of androgen insensitivity syndrome (9).

There was a hypoplastic uterus in our patient (Image 2). Her
vagina and breasts were immature. There was not a family
history of primary amenorrhea, genital tract tumor or Swyer
syndrome. Because of the existence of uterus it was not
thought as androgen insensitivity syndrome. It was defined
as Swyer syndrome.

Swyer syndrome is the most unusual form of gonadal
dysgenesis with respect to androgen insensitivity syndrome
and Turner syndrome. While the incidence of Swyer
syndrome is 1:100.000; the incidences of Turner syndrome
and androgen insensitivity syndrome are 1:2.000 and
1:20.000-64.000, respectively (4, 10, 11,12).

The etiology of 46XY gonadal dysgenesis is thought to be a
short arm Y chromosome deletion involving SRY, a
mutation in other genes that leads to inhibition of SRY
function or mutation of SRY function (13).To date, 20% of 46

XY pure gonad dysgenesia are explained by a mutation or a
deletion in SRY. In 80%, SRY is apparently normal. A
female patient with an XY karyotype who has a palpable
mullerian system, normal female testosterone levels and lack
of sexual development is considered to be Swyer syndrome.
(7)

In our case, gonadotropin levels were over the
postmenopausal level (FSH>170 mIU/L, LH: 44.6 mIU/L)
and estradiol was under the lowest measurable range (20-534
pg/mL) in reproductive ages. Also, testosterone level was
measured under the lowest range. The lack of menstruation
or breast development was related with insufficiency of
gonadotropins.

The germ cells of the dysgerminoma seem the most likely
source of the HCG; additionally, they can produces CA-125
and AFP (14). But, in our case; beta-hCG, AFP and CA-125

levels were normal. Therefore, further investigations are
necessary in a patient with primary amenorrhea as well as
tumor markers are between normal ranges.

The patients with Swyer syndrome are usually normal or
more frequently tall in stature (15). Our patient was 173 cm

height and 52 kg weight.

Dysgerminoma is the most frequently seen tumor in female
genital tract. The incidence for dysgerminoma within the
whole female genital tract tumors is 32.8 % (16). A recent

study about the ovarian malignant tumors in young girls and
teenagers revealed that the left ovary was affected in 75% of
cases. The most frequent histological subtype was
dysgerminoma (56%) (17). In our patient, similarly, the left

ovary was affected and histological subtype was
dysgerminoma. However, the tumor usually develops in
Swyer syndrome is gonadoblastoma. Dysgerminoma
associated with Swyer syndrome is in the second rank and
relatively a rare condition (3, 6).

About 65% of dysgerminomas are stage I (confined to one or
both ovaries) at diagnosis. About 85% to 90%of stage I
tumors are confined to one ovary;10-15%are bilateral. The
treatment of patient with early disgerminoma is primarily
surgical, including resection of the primary lesion and proper
surgical staging. Chemotherapy and/or radiotherapy are
administered to patients with metastatic disease (18). Since

the stage of the tumor in our patient was IA, surgery was
admitted as the sufficient therapy and the patient was
advised to perform periodical controls.

The early diagnosis of the patients with Swyer syndrome is
very important because of the increased risk for the
development of malignancy in gonads. Thus, in an
adolescent patient with primary amenorrhea, karyotype
analysis and investigation of gonads is recommended. The
prophylactic early surgical resection of gonads and if
required, the convenient chemotherapy will lengthen
survival.
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