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WHAT IS TURNER SYNDROME? 
Turner syndrome (TS) is a non-inherited chromosomal condition that 
occurs in approximately 1 in 2,000 live-born females. Typically, an 
individual’s cells contain 46 chromosomes (23 pairs), which hold all 
the genes that tell the body how to function. One of these pairs, the 
“sex chromosomes,” determine a person’s gender. Turner syndrome 
results when one of the two female X chromosomes is completely or 
partially deleted. 
There are approximately 70,000 women, girls and babies affected 
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WHAT ARE THE FEATURES OF TURNER 
SYNDROME? 
Turner syndrome is a variable condition and not all girls and women 
will exhibit all of the possible features. 
The most common feature, which is shared among almost everyone 
with TS, is short stature. Other characteristics may include: 
• Delayed puberty 
• Heart defects 
• Puffy hands and feet (especially at birth) 
• Infertility due to nonfunctional ovaries 
• Kidney, thyroid and liver concerns 
• Hearing loss 
• Recurring ear infections 
• Learning difficulties (i.e. math) with normal intelligence 
• Scoliosis 
• Social difficulties 
Plus common traits such as: 
• Short stature (under 5 feet) 
• Wide/short neck sometimes with excess skin (“neck webbing”) 
• Many moles 
• Low-set ears 
• Receding lower jaw 
• Low hairline at the back of the neck 
• Arms that turn out more at the elbows  
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HOW IS TURNER SYNDROME 
DIAGNOSED? 
Turner syndrome can be diagnosed throughout the lifespan. It can 
be discovered prenatally with an amniocentesis, or chorionic villus 
sampling (CVS), or into adulthood with a blood test called a 
karyotype, examining the cells to detect missing or damaged 
chromosomes. 

It is believed that half of all diagnoses are pre-teens or older. 

Prenatal diagnosis is generally due to the discovery of a cystic 
hygroma(fluid filled sac on the back of the neck), generalized 
edema, or congenital heart defect. Incidental diagnosis may also 
result from chorionic villus sampling or amniocentesis testing 
performed due to advanced maternal age, chromosomal 
abnormality in a previous pregnancy, or abnormal triple-screen 
testing results. 
There is no correlation between a TS diagnosis and advanced 
maternal age.  

Childhood diagnosis usually occurs when a girl falls significantly 
below her peers in height/growth. Recurrent ear infections and 
hearing loss may gives clues as well. 

HOW IS TURNER SYNDROME TREATED? 

While there is no cure for Turner syndrome, regular medical follow-
up and care for specific related conditions can help manage the 
condition, and many girls and women live productive lives with few 
complications. 

Individuals with TS are typically followed regularly by an 
endocrinologist, a cardiologist, ENT, and various other professionals 
as needed, such as speech/language therapist, occupational 
therapist, audiologist, etc. 

Growth hormone therapy is the standard treatment for short stature 
in girls with Turner syndrome, and supplemental estrogen is 
initiated by adolescence for pubertal development and prevention 
of osteoporosis.

For more information on clinical care 
and education materials, please visit  
www.turnersyndrome.org.   

The Turner Syndrome Society of the 
United States creates awareness, 
promotes research, and provides support 
for all persons touched by Turner 
syndrome. 
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DID YOU KNOW? 
Early diagnosis and 
treatment of Turner 
syndrome in girls can 
help promote normal 
growth and 
development.  
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