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ABSTRACT
Hypohidrotic ectodermal dysplasia is a rare X-linked recessive disorder which presents with the classical features of hypotrichosis, hypohidrosis 
and hypodontia. Females are usually carriers and here we report a young female child who presented with the characteristic features of this disease.
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Introduction:  
Hypohidrotic ectodermal dysplasia also known by the names, 
Anhidrotic ectodermal dysplasia and Christ-Siemens-Touraine 
syndrome, is the commonest of the ectodermal dysplasias, affecting 
the skin, hair, nails and teeth. The disease is fully established in males 
and an affected female carrier will present with decreased sweating, 
hypodontia or anodontia, sparse hair. We present such a case with 
associated milia like papules over the nose. 

Case report: 
A 9 year old female child born of a consanguineous marriage, 
presented to the skin OPD with complaints of decreased to absent 
sweating and malformed teeth since birth. She also complained of 
raised lesions over the nose. She gave a positive history of heat 
intolerance and recurrent episodes of hyperpyrexia like episodes. Her 
mother gave a history of delayed eruption of few permanent teeth as 
well as decreased number and abnormal shape of the erupted teeth. No 
history of similar features in the family.

On examination from head to toe, the child had sparse, brittle hair on 
the scalp and eyebrows, high forehead with mild frontal bossing, a flat 
nose and a pointed chin. There were multiple skin-coloured to 
pigmented papules over the nose resembling milia. She had extremely 
dry and warm skin owing to the absent sweating. She was small in 
stature and thin built. On examination of the oral cavity, her upper two 
incisors and canines were peg shaped or conical, widely spaced with a 
lot of missing teeth.

Radiological study of the skull revealed mild frontal bossing and peg 
shaped incisors.

With the above hair, skin and teeth abnormalities, we came to a 
diagnosis of hypohidrotic ectodermal dysplasia.

Discussion:
Ectodermal dysplasias are a group of congenital disorders affecting the 
skin, hair, nails and teeth, all of which are of ectodermal origin1.

Christ-Siemens-Touraine syndrome, a rare X-linked recessively 
inherited, anhidrotic form of ectodermal dysplasia2 was first described 
by Thurnam3 and later by Darwin. 

Christ-Siemens-Touraine syndrome presents with the classical triad of 
hypohidrosis (decreased sweating), hypotrichosis (sparse hair) and 
hypodontia (decreased teeth) 4. 

Hypohidrosis results in extreme dryness of the skin, leading on to heat 
intolerance. Hypohidrosis is due to diminished or absent sweat glands 
resulting in an inability of the body to thermo regulate. Recurrent 
hyperthermia5 is a consequence of hypohidrosis, leading on to heat 
exhaustion and death. The reduced or absent sweating also results in 

dry scaly skin. At birth, the baby may have marked peeling of skin 
resembling a collodion membrane6.

The scalp hair and eyebrows are dry, sparse and extremely brittle, 
while the eyelashes may or may not be affected.  Microscopy may 
show hair shaft defects like pili torti, pili canaliculi or trichorrhexis 
nodosa. Onychodysplasia is an uncommon nail abnormality5.  

Dentition is abnormal and may be the presenting feature with delayed 
eruption of permanent teeth7. Hypodontia or anodontia are the 
manifestations of the disease, but peg shaped or conical teeth are the 
classical and common findings7.

In addition, the patient may also have absent or rudimentary 
dermatoglyphics8, high forehead, mild frontal bossing, saddle nose, 
prominent supra-orbital ridges, sunken cheeks, pointed chin, 
protuberant lips, peri-orbital pigmentation and wrinkling5. Rarely, the 
patient also presents with milia like papules over the face, cleft lip and 
palate, eczema, atrophic rhinitis, xerostomia and dry eye due to 
hypoplasia of the secretory glands5.

A biopsy will show thinned out epidermis with characteristically 
absent or reduced sweat glands. The sebaceous gland and hair shaft 
abnormalities are variable.

The diagnosis is mainly clinical but other methods like pilocarpine 
iontophoresis, sweat pore count, radiological studies to rule out 
anomalies9 can  be carried out. Prenatal diagnosis9 and genetic testing 
for mutation in the ectodysplasin-A gene10 may also be employed to 
rule in a diagnosis of hypohidrotic ectodermal dysplasia.

Christ-Siemens-Touraine syndrome must be differentiated from 
incontinentia pigmenti11 congenital syphilis and other forms of 
ectodermal dysplasia.

Treatment is usually multidisciplinary and requires a lot of 
reassurance. Dentition can be corrected using an implant-supported 
prosthesis once the patient has attained the full craniofacial growth12.  
Treatment is aimed at managing hypohidrosis and adequate hydration 
is essential. Patient should avoid exposure to high temperatures and 
any physical activity that increases the body temperature. Supportive 
symptomatic management can be administered as and when needed.

Conclusion
Ectodermal dysplasia when identified early has a good prognosis. We 
have reported this case of Christ-Siemens-Touraine syndrome because 
of its rarity.
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Figure 1:  High forehead, mild frontal bossing, sparse hair and 
eyebrows, flat nose and pointed chin.

Figure 2: Conical/Peg shaped teeth and milia like lesions over the 
nose

Figure 3: Radiological study of the skull shows mild frontal 
bossing and peg shaped teeth.
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