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Anhidrotic Ectodermal Dysplasia
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Abstract

Anhidrotic ectodermal dysplasia (AED) is a rare disorder characterised by a constellation of defects
involving the teeth. skin and appendageal structures. We report a child who had typical features of’

this disorder.
Key Words
Ectodermal dysplasia, Anodontia, Hypotrichosis

Ectodermal dysplasis are a heterogenous group
ol" disorders characterized by a constellation of
findings involving defects of two or more of the
following : the teeth, skin and appendageal structures
including hair. nails and eccrine and
glands (1.2).

sebaceous

Anhidrotic ectodermal dysplasia (AED) is a rare
disorder also known as Christ-Siemens-Touraine
syndrome (3). It is commonly transmitted as an X-
linked recessive disorder. However, rarely autosomal
recessive and autosomal dominant inheritance have
also been seen (4). This syndrome manifests as a
triad of defects : partial or complete absence of
sweat glands. anomalous dentition and hypotrichosis
(1. A recent review shows only seven cases of
AED published in the European medical literature
during 1970-2001 (3). In view of the rarity of this
entity, we report a classical case of anhidrotic

ectodermal dysplasia.
Case Report

A 2-year old male child first in birth order born to
non-consanguineous parents presented with fever on

and off and intermittent cough since birth. Fever used
to be high grade and more so during summer and
would subside with medication. He had history of
recurrent chest infections. On examination. the child
was emaciated weighing 7 kg. He had sparse. light
hair on the scalp while hair were absent on eye brows
and eye lashes (Fig. 1). There was frontal bossing.
depressed nasal bridge and malar hypoplasia. Wrinkled
hypopigmented skin around periorbital region was
noted. There was no teeth in the oral cavity. Skin was
rough and dry with no sweat on it. Chest examination
showed signs of consolidation on right side. Other

systems were normal.

Laboratory examinations revealed hemoglobin of
11g/dl and white blood cell count of 8000/mm’. with
60% polymorphs and 40% lymphocytes and with
normal platelets. Renal and liver function tests were
normal. Urine analysis was normal. The ESR was
40 mm/hr. Chest
pneumonitis in right upper and middle zone.

X-ray revealed patch of

Montoeux test and gastric lavage for AFB were

negative.
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In view of history of recurrent chest infections
and fever. more so during summer months. facial
features. anodentia. hypotrichosis, absence of sweat
the clinical

glands. diagnosis of anhidrotic

ectodermal dysplasia was made.

in. addition to adequate dietary rehabilitation.
vitmin and mineral supplementation. antibiotics .in
the form of ampicillin and cloxacillin for two weeks

were administered.

Fip : |

Note the spaarse hair on scalp, loss of eyebrows,
Iack of evelashes and absent teeth.

Discussion

Anhidrotic ectodermal dysplasia. also known as
Christ-Siemens-Touraine syndrome. commonly
transmitted as an X-linked recessive disorder. is very
rare. The complete syndrome occurs in males

whereas females are carriers. However, autosomal

recessive {3) and autosomal dominant (4) modes of

transmission have also been reported.

Hypohidrotric (anhidrotic) ectodermal dysplasia
(HED). skin disorder is particularly common in
French-Canadian population of south-west Quebec.
HED gene has been mapped to the pericentric region
of chromosome 13q using linkage analysis in eight
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French-Canadian families (6). This has also been
mapped to the pericentric region of chromosome
13 ql. to a 2.4 cm interval flanked by markers D
1351828 and D13S1830 (7).

Hypohidrotic ectodermal dysplasia manifests as
a triad of defects. partial or complete absence of
sweat glands. anomalous dentition and hypotrichosis.
Affected children. unable to sweat. may experience.
episodes of high fever in warm environment and
may be mistakenly considered to have flever of
unknown origin. The typical facies is characterised
by frontal bossing. malar hypoplasia. a flattened
nasal bridge. recessed columella. thick everted lips.
wrinkled hyperpigmented periorbital skin and
prominent low set ears. The skin over the entire
body is dry. finely wrinkled and hypopigmented and
often with prominent venous return. Anodentia or
hypodentia with widely spaced. conical teeth are
consistent features. Poor development of mucous
gland in the respiratory and gastro-intestinal
tract may result in increased susceptibility to
respiratory infections, purulent rhinitis. dysphonia and
diarrhoea (1).

The case reported have classical facies. anodentia.
scanty hair and thin dry skin. Clinical profile was
characteristic enough for the AED and investigative
support for the diagnosis was not considered
necessary. Presence of recurrent chest infections in
our case can be explained on the basis of absence
of mucous gland in the airways in this entity.

Incontinentia pigment has been reported with
hypohidrotic ectodermal dysplasia (8). A case ol
9-year old male child has been reported with complete
anodentia. In this child. dental problem was best
managed by prosthetic replacement of dentition (9).

Cardiomyopathy has been reported with
ectodermal dysplasia which included hair shafl
dystrophy (10). A 16-year old male with end stage

lung disease secondary to chronic severe respiratory
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infection has been reported in association with AED.
He was subjected to bilateral sequential lung
transplant (11).

Approximately 30% of affected boys die

during the first 2 vears of life as a result of

hyperpyrexia or fulminant respiratory infections (1).

The sweating deficit is a reflection of hypoplasia -

or absence of eccrine glands which may be
diagnosed by skin biopsy. The palmar skin is an
appropriate site for biopsy. Linkage analysis has
been used for prenatal and early neonatal diagnosis.

Treatment of these children includes protecting
them from exposure to high ambient temperature.
Early dental evaluation is necessary so that
prosthesis can be provided for cosmetic reasons and
for adequate nutrition (1).

References

1. Gary L. Darmstadt Ectodermal Dysplasias. In:
Behrman RE. Kliegman RM. Jenson HB (eds) Nelson
Textbook of Pediatrics. 16th edn. WB Saunders
Company. Philadelphia 2000 : 1974-75.

2. Gupte S : Ectodermal Dysplasias. In: Gupte S (ed) The

Short Textbook of Pediatrics. 9th edn. Jaypee Brothers
New Delhi : 2001 : 480-81.

Ali G, Kumar M. Verma R. Khajuria V. Wadhwa
MB. Anhidrotic ectodermal dysplasia (Christ-Siemens-
Touraine syndrome) - Case report with review. Indian
J Med Sci. 2000 : 54 : 541-44.

L]

4.

n

10.

i 5

' vJK SCIENCE

Zinana J. Elder ME. Schnieider LC ¢ a/ A novel
X-linked disorder of immune deficiency and hypohidrotic
ectodermal dysplasia is allelic to incontinentia pigmenti
and due to mutation in IKK-gamma (NEMO) Am J
Hum Gener 2000 : 67 : 1555-62.

Woodruff AW. Ectodermal dysplasia. Bull bur S
Dermar 2001 : 11 : 318-23.

Kibar Z. Dube MP. Powell J. McCuaiig e al. Clouston
hidrotic ectodermal dysplasia (HED)
homogenetity. presence of a founder effect in the French-

Genetic

Canadian population and fine genetic mapping. Fur J
Hum Gener. 2000: 8 : 372-80.

Lamartine J. Pitaval A. Soularue P er a/. A 1.5-Mb
physical map of the hidrotic ectodermal dysplasia
(Clouston syndrome) gene region on human chromosome
13 qll. Genomics. 2000: 67 : 232-36.

Mansour S. Woffendin H. Mitton S & @/ Incontinentia
pigmenti in a surviving male is accompanied by
hypohidrotic ectodermal dysplasia and recurrent infection.
Am J Med Gener. 2001: 99 : 172-77,

Gopinath VK. Manoj KM. Mahesh K. Hypohidrotic
ectodermal dysplasia - a case repont. .J Indian Soc Pedod
Prev Dent. 1999; 17 : 90-92.

Duran M. Avellan F. Carvajal L. Dilated cardiomvo-
pathy in the ectodermal dysplasia.
echocardiographic observations in the palmo-plantar
keratoderma with woolly hair. Rev Esp Cardiol 2000 :
53 : 1296-300.

Smythe WR. Bridges ND. Gaynor JW, Nicolsom S. Clark
BJ, Spray TL : Bilateral sequential lung transplant for
ectodermal dysplasia. Ann Thorac Surg. 2000: 70 : 654-36.

Electro-

Vol. 4 No. 2. April-June 2002

a1



	p89.pdf
	p90.pdf
	p91.pdf

