
Hypohidrotic ectodermal dysplasia (HED) is a rare genetic 
condition characterized by

•	 a reduced ability to sweat (hypohidrosis)
•	 missing teeth, (hypodontia) and 
•	 fine sparse hair (hypotrichosis). 

Individuals affected by HED share a similar facial appearance:

•	 thin, dark skin beneath the eye with extra folds or 
wrinkles, 

•	 a depressed “saddle” nose, 
•	 small narrow jaw, and 
•	 small pointed teeth. Eruption of the teeth may be 

delayed, or only a few teeth may erupt. 

Additional features can include 
•	 decrease in mucous glands in the throat, voice box, 

windpipe, nose and tube to the lungs
•	 dry and scaly skin (eczema)
•	 dry eyes,
•	 asthma,
•	 ear wax impaction,
•	 dry nasal concretions,
•	 respiratory illness,
•	 sinusitis, and 
•	 sparseness of saliva. 

Nails, facial hair in males, and the appearance of pubic hair in 
adolescence are normal. 

With the exception of heat 
intolerance, general health and 
overall development, including 
intelligence, is within normal limits.

WHAT DOES HED 
LOOK LIKE?
Hypohidrotic Ectodermal Dysplasia (HED)
Other Names: Anhidrotic ectodermal dysplasia, Christ-Siemens-Touraine syndrome
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How is HED Diagnosed?
Often, a physician can diagnose HED after infancy on the basis of 
physical features. Symptoms to look for in newborns:

•	 dark circles around their eyes because that skin is thin and the 
underlying blood vessels create a bluish shadow. 

•	 peeling skin
•	 Intolerance to heat. May be irritable in warm environments or 

may have unexplained fevers. 

More often, diagnosis is not made until the teeth do not erupt at 
the expected age or the teeth appear to be pointed when they do 
erupt.

What Causes HED?
•	 Changes or mutations in the EDA, EDAR, EDARADD, and 

WNT10A genes are most commonly associated with HED. 
These genes tell the body to make proteins that are needed 
early in life (before birth and shortly after) for the normal 
development of sweat glands, teeth, hair, skin, and other 
mucous glands.

•	 A parent may pass the gene to a child. Or, the gene can mutate 
in a child without either parent having the gene.

Is There a Test for HED?
 
•	 Molecular genetic testing, which is available for all three types 

of HED. 
•	 Carrier testing is possible for XLHED, if the syndrome-causing 

mutation in the family is known. 
•	 Prenatal testing is possible for pregnancies at increased risk for 

XLHED. 

How is HED Inhertited?

HED may be inherited in one of three patterns:
 
•	 X-linked recessive,
•	 autosomal recessive, and 
•	 autosomal dominant.  

Ninety-five percent of randomly selected individuals with HED 
have the X-linked recessive form. 

The remaining 5% have either the autosomal recessive or 
autosomal dominant form of HED.  The mode of inheritance may 
be determined in some instances by family history and in others 
by molecular genetic testing.


