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Introduction

Swyer syndrome, classified as a rare Disorder of Sexual De-
velopment (DSD), encompasses conditions where there are ab-
normalities in chromosomal, gonadal, or anatomical sex devel-
opment [1,2]. This case is unique due to the rare and complex 
nature of true hermaphroditism, the late diagnosis, the repro-
ductive challenges it presents, the need for extensive surgical 
interventions, and the broader societal and ethical implications 
associated with this condition. This condition is characterized 
by the non-development of sex glands. The National Organiza-

tion for Rare Disorders (NORD) categorizes Swyer syndrome as 
46 gonadal dysgenesis, which can manifest in complete or in-
complete forms.

In fully expressed Swyer syndrome, individuals present with 
a female phenotype. They may exhibit normal or tall stature, 
bilateral gonadal dysgenesis, primary amenorrhea, and a eu-
nuchoid habitus. Their outward appearance is entirely female, 
with the presence of fallopian tubes, a vagina, and various de-
grees of underdeveloped uterus, ranging from severe to mild 
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Figure 1: Chromosomal study of the patient showing normal 
karyotype of 46 XY.

hypoplasia [3,4]. Secondary sexual characteristics are typically 
not well-developed, and gonadectomy is strongly recommend-
ed following diagnosis due to the risk of malignancy. Achieving 
pregnancy is possible through In-Vitro Fertilization (IVF) using 
oocyte donation [5].

We report a case of Swyer syndrome in a 31-year-old female 
who had not previously been evaluated for primary amenor-
rhea until seeking consultation for primary infertility. Following 
a comprehensive battery of laboratory tests, physical examina-
tions, and various radiological and surgical interventions, a diag-
nosis of a Disorder of Sex Development (DSD) was established. 
Through the utilization of IVF and oocyte donation, a successful 
twin pregnancy was achieved, culminating in the delivery of the 
babies via cesarean section [6].

Case history

A couple, comprising a 44-year-old husband and a 31-year-
old wife, sought assistance at an infertility clinic after 13 years 
of marriage. The wife had experienced primary amenorrhea, 
prompting an investigation into the cause of their infertility.

The husband underwent blood tests, all of which returned 
within the normal range, and his sperm analysis showed nor-
mozoospermia according to the WHO 2021 reference range.

For the wife, a comprehensive gynecological evaluation was 
performed. Upon physical examination, it was noted that her 
secondary sexual characteristics were underdeveloped, and cli-
toromegaly (enlargement of the clitoris) was observed. Vaginal 
examination with one finger revealed a deep vaginal canal, and 
her cervix was palpable.

Laboratory reports indicated that her thyroid and prolactin 
values were within the normal range. However, her serum FSH 
(Follicle-Stimulating Hormone) levels were elevated at 50 mIU/
ml, while her serum LH (Luteinizing Hormone) levels were also 
elevated at 44 mIU/ml. The total testosterone level was notably 
low, measuring 0.18 ng/ml. A buccal smear test confirmed the 
presence of sex chromatin.

Ultrasound imaging (USG) revealed a hypoplastic uterus, 
measuring 28 mm by 8 mm, with a thin endometrial lining. Both 
ovaries appeared atrophic. An upper abdominal scan showed 
normal results.

Further investigation through laparoscopy revealed a rudi-
mentary uterus, along with bilateral normal fallopian tubes. The 
left gonad appeared as a streak ovary, while the right gonad was 
situated in the inguinal canal and exhibited characteristics of a 
testis. Due to concerns about the potential risk of malignancy, 
bilateral gonadectomy (removal of gonads) with salpingectomy 
(removal of fallopian tubes) was performed.

In addition to these surgical procedures, excision of the phal-
lus (penis-like structure) and clitoral reconstruction were car-
ried out. Histopathological examination of the removed tissues 
confirmed the presence of ovarian stroma in the left gonad and 
testicular elements in the right gonad, leading to the diagnosis 
of true hermaphroditism. This rare condition involves the pres-
ence of both ovarian and testicular tissue in the same individual. 

She was planned for IVF and ET with donor egg and hus-
band’s sperm. Karyotype analysis was performed to check the 
chromosomal abnormalities which was normal (Figure 1). Con-
sidering the small size of uterus, uterus priming was done by 
Hormonal Replacement Therapy (HRT) with sequential expo-
sure of Estradiol valerate (Abbott, India) for 25 days a month 
along with Dydrogestrone which was added in the last 10 days. 
She responded well to HRT and had regular cycles and therefore 
HRT was continued for 6 months. Repeat USG after 6 months 
showed uterus of size 6 cm x 4 cm x 3 cm and ET 7.5 cms. The 
vaginal canal was patent and endocervical canal was patent too 
as confirmed by a mock ET (embryo transfer), but the cervix was 
high and flushed with vagina.

Outcome and follow up: With egg donation programme 5 
good quality blastocysts were formed. She was planning to re-
ceive elective SET (single embryo transfer), which resulted in 
a chemical pregnancy loss. Three months later she underwent 
a double embryo transfer (4AA and 5AB grade as per Gard-
ner’s grading) [7], which resulted in twin pregnancy. With uter-
ine muscle strength in suspicion, an abdominal cerclage was 
planned as cervix was high. She tolerated the procedure well. 
The antenatal period was uneventful. Owing to Doppler chang-
es, which suggested compromised blood flow at 34 weeks, LSCS 
was planned and one healthy male and a female baby were de-
livered. The babies were 1.9 and 2 kgs respectively and kept in 
NICU for 5 days before shifting to mother side. The post-op pe-
riod was uneventful and there was no major neonatal compli-
cation except physiological jaundice which was recovered with 
phototherapy. Both the babies are doing well now.

Discussion

Swyer syndrome, initially documented by Dr. Swyer, is a con-
dition typically characterized by primary amenorrhea, with the 
external genitalia and vagina appearing anatomically normal 
[8,9]. Individuals with Swyer syndrome often present a unique 
set of physical traits, including a tall stature, underdeveloped 
breasts, normal pubic and axillary hair growth, a typical vagina 
and cervix, a small uterus, and a noticeable absence of palpable 
adnexal structures. Intriguingly, their uterus and gonads are hy-
poplastic, positioned in the location typically occupied by ova-
ries. This condition highlights a profound discordance between 
the genetic makeup and outward appearance, emphasizing the 
complexity of Swyer syndrome [10-12].
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In this report, we present an exceptional case of Swyer syn-
drome involving a 31-year-old female who had not undergone 
prior evaluation for primary amenorrhea until seeking medical 
advice due to primary infertility. The diagnostic journey encom-
passed an extensive array of laboratory tests, physical examina-
tions, radiological assessments, and surgical interventions. Ul-
timately, the diagnosis of a Disorder of Sex Development (DSD) 
was established. Remarkably, this patient achieved a successful 
twin pregnancy through the use of assisted reproductive tech-
nology, specifically In-Vitro Fertilization (IVF) and oocyte dona-
tion. The twins were delivered via cesarean section, marking a 
significant milestone in the context of Swyer syndrome.

Swyer syndrome presents a unique scenario where the phe-
notype aligns with female characteristics, while the genotype 
remains male [13]. Typically, individuals receive a diagnosis 
between the ages of 18 to 23 years, with primary amenorrhea 
being the predominant initial. Notably, individuals with Swyer 
syndrome face an elevated risk of developing tumors within 
their underdeveloped gonadal tissue, a risk that can manifest 
at any age, even in childhood, prior to the suspicion of Swyer 
syndrome [8,14,15]. Approximately 30% of women with Swyer 
syndrome develop tumors originating from the cells responsi-
ble for forming the testes or ovaries, known as gonadal tumors 
[16-18]. Among these tumors, the most prevalent type is the 
gonadoblastoma, which is a non-cancerous tumor unique to in-
dividuals with compromised gonadal development [19,20]. It is 
crucial to note that gonadoblastomas can potentially transition 
into malignant tumors, such as dysgerminoma, which demon-
strates a higher incidence in women with Swyer syndrome com-
pared to the general population [21]. Hence, the recommended 
course of action involves the prophylactic removal of dysgenetic 
gonads to mitigate this risk effectively. Furthermore, there are 
additional risks associated with gonadal dysgenesis, including 
extended periods of hypoestrogenemia, which can lead to con-
ditions like osteoporosis and virilization. Addressing these risks 
necessitates Hormone Replacement Therapy (HRT). HRT plays 
a pivotal role in facilitating breast development, maintaining 
regular menstrual cycles, and preventing further uterine hypo-
plasia [22]. Consequently, HRT empowers women with Swyer 
syndrome to carry a pregnancy to full.

The presence of the XY genotype and H-Y antigen does not 
hinder the normal uterine and endometrial response, affirming 
the innate capacity of the uterus to support a successful preg-
nancy and delivery in individuals with XY dysgenesis [23,24].It 
is essential to acknowledge that the number of reported live 
births in patients with Swyer syndrome is exceptionally limited, 
with fewer than 13 cases documented in the existing literature. 
This underscores the urgent need for comprehensive reporting 
on pregnancies and outcomes within this rare and distinct pa-
tient population.

In cases akin to the one presented here, most reported preg-
nancies in individuals with Swyer syndrome were delivered via 
cesarean section, often for various reasons [25]. These reasons 
include concerns related to fetal positioning, pelvic structure 
influenced by androgenic factors, and the presence of a hypo-
plastic uterus [26,27]. There is also a possibility that caesarean 
deliveries occurred without strict obstetric indications, poten-
tially due to the exceptional rarity of this condition and con-
cerns shared by both patients and healthcare providers [28,29].

Conclusion

To summarize, Swyer syndrome offers a captivating and intri-
cate interplay between genetics and physical appearance, pre-
senting unique challenges and opportunities for individuals liv-
ing with this condition. This case report highlights the potential 
for successful pregnancies in individuals with Swyer syndrome 
and underscores the importance of comprehensive care and 
thorough reporting to advance our understanding of this rare 
and intriguing medical phenomenon.
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