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Swyer syndrome is a rare condition in which the reproductive organs of 
an individual are affected along with his/ her sexual development. Sexual 
development is mainly determined by an individual’s chromosomes. 
However, it is not commensurate with the affected individual’s 
chromosomal make-up in Swyer syndrome. 

The human body has 46 chromosomes in each cell. 23rd pair of 
chromosome have X and Y chromosomes which are also called sex 
chromosomes. They help to determine whether a person will develop 
male or female characteristics. 

Definition
Swyer syndrome is a rare genetic entity that is characterised by the 
failure of sex glands to develop in the presence of normal 46, XY 
karyotype. There are rapid and early degenerative changes in gonads 
that appear in adults as “streak gonads” consisting mainly of fibrous 
tissue and ovarian stroma, and secondary sexual characteristics are 
not developed. 

Figure 1.Simplified Model of Sexual Differentiation and the 
Development of External and Internal Gentalia

Aetiology
1. Foetal endocrinology/ Disorder in gonadal development

• 46, XX DSD (masculinised females)
• Congenital adrenal hyperplasia
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• Elevated androgens in maternal circulation
• Aromatase (P450 among) deficiency

2. 46, XY DSD (incompletely masculinised males)

• Androgen insensitivity syndromes
• 5-alpha-reductase deficiency
• Enzymatic testosterone biosynthesis defect
• Gonandotropin resistant testis
• AMH-deficiency

Clinical Features
• Ambiguous genitalia in males
• Lack of pubertal development
• Amenorrhoea in females
• Salt-wasting in both genders because of 

3-β-hydroxysteroid dehydrogenase deficiency, 
hypertrophied clitoris

• Infertility
• Skeletal disorder (sometimes) due to P450 deficiency

Diagnosis
1. Prenatal

• CAH is autosommal recessive
• Detection of elevated amniotic fluid level
• CVS

2. Postnatal

• Ambiguous genitalia no palpable
• 170HP blood
• Plasma renin activity

3. Urinary 17 Ketosteroid

Management Prenatal
Glucocorticoid administration to mother in order to 
suppress the foetal adrenal hormone (inj. dexamethasone).

Postnatal
Medical

• Hydrocortisone 10 mg/ day 
• Prednisolone 3.5-5 mg/m2 surface area

Surgical

• General Consideration
• Patients should be genetically female

Surgical Correction after Medical HT

• Parents should be given counselling regarding 
treatment

Surgical Procedure

• Reduction of clitoris size
• Division of labioscrotal folds

• Initiation of hormone replacement therapy during 
the period of adolescence that helps in inducing 

menstruation along with the development of female 
secondary sex characteristics such as breast

• Replacement therapy will help to reduce bone destiny
• As a woman with Swyer syndrome does not produce 

eggs, they can get pregnant with donated eggs or 
embryos

• Give psychological support to parents with proper 
counselling and evidence-based practice

Conclusion 

Familial Swyer syndrome is a gonadal dysgenesis disorder 
that affects the growth and development of sexual 
organs which leads to disturbed sexual development in 
individuals. This can be treated with timely intervention 
with counselling. I have seen 3 patients of such condition 
during my Masters degree in Wadia Pediatric Hospital, 
Mumbai. Parents are very eager to know the gender of 
the baby after birth. This condition can be very painful and 
unbearable for them. In this condition, parents should be 
counselled with a detailed treatment plan. Psychological 
support is also highly essential in such a situation. 
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