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Do you know this syndrome?*

Você conhece esta síndrome?*
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Syndrome in question

CASE REPORT
A five-year old male child with leukoderma was

born and lives in Contagem, Minas Gerais state. He
was born at full term in a normal pregnancy to non-
consanguineous parents, with appropriate weight and
stature for this gestational age. The patient's family
background was negative for congenital anomalies or
genetic diseases.

The parents report that since birth, the patient
showed spots on the dorsal aspect of the hands. Their
size increased over time, and later appeared on the
trunk.

The patient also had a finished face and hands,
chest and lower limb deformities. The parents denied
photosensitivity, hematomas and ulcerations on the
exposed areas. The physical examination revealed the
following alterations:

· Skin: hypochromic and hyperchromic reticu-
lated and atrophied spots in association with telang-
iectasias on the dorsal aspect of the hands and feet,
knees, elbows, on the lateral side of the trunk and

bilateral flanks;
· Face: fine-tipped nose, discreet hyper-

telorism, micrognathism and craniofacial dispropor-
tion;

· Trunk: thorax piriformis;
· Limbs: deformity in flexing the metacar-

pophalangeal joints and knock-knees (geno valgo)
Oral lesions were not present nor were lesions

of the skin and nails. Weight, stature and neuropsy-
chomotor development were appropriate to age.

The skin biopsy of left lateral region of the
trunk showed orthokeratosis and sinuous epidermis.
The dermis was slightly atrophied, with discreet
chronic inflammatory perivascular superficial infil-
trate and vascular ectasias. Staining for elastic fibers,
showed them to be reduced and fragmented. 

The simple X-rays showed various types of
alterations: craniofacial disproportion, widening of
the sagittal, coronal and lambdoid sutures; minimum
degree of micrognathism, hypertelorism and salience
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FIGURE 3: Clear
case of knock
knees (geno
valgo)

patients were of short stature, in spite of some being
of normal height. Micrognathism is a frequent finding,
and most of the cases described show atrophy of the
skin at the tip of the nose, which gives a sculptural
appearance. The registered mark of the condition is
fine (atrophic) and wrinkled skin, with hyperchromia,
telangiectasias and veins prominent on the upper
trunk, and dorsal aspect of the hands and feet. The
nails may be dystrophic or thick, but are usually nor-
mal.4-6

In the skin histopathology, there is atrophy of
the dermis and subcutaneum. The collagen fibers are
loose and dispersed, and the elastic fibers are always
fragmented. The epidermis is spared.

In spite of some patients having clinical find-
ings similar to those of progeria and metageria, they
do not usually show generalized grave atherosclero-
sis. Therefore, they do are not usually have premature
myocardic or coronary disease, which are the main
causes of death. Life expectancy appears to be normal,
with a risk of atherosclerosis in the general popula-
tion.7

X-ray findings for most cases have received little
emphasis in most of the published case reports. Due
to this, a number of authors consider acrogeria main-
ly a cutaneous affection, but the bone alterations are
well described as part of the syndrome.8 For patients
who concomitantly show typical alterations of acroge-
ria and metageria, the single term of "Acrometageria"
has been proposed, which can refer to the broadest
spectrum of premature ageing syndromes. However,
this concept is still not widely accepted in the medical
literature.9 As these are very rare syndromes, all shar-
ing an aspect of ageing skin similar to progeria, they
are also at times called progeroid syndromes.10

The etiology of acrogeria is still not well eluci-
dated. It has been considered autosomal dominant
and autosomal recessive, though most reported cases
have a positive family background. Mutations in the
COL3A1 gene were identified in varied phenotypes,
including acrogeria and vascular rupture in Ehlers-
Danlos' syndrome.11,12 In the fibroblast culture a reduc-
tion of RNA messenger cells in collagen types I and II
was found, as well as reduced life expectancy of the
fibroblasts most prematurely showing morphological
alterations typical of ageing. This is perfectly compati-
ble with the patients' aged phenotype.13

There is currently no specific treatment available
for either of these so-called progeroid syndromes. With
this in mind, what is most important when making a
differential diagnosis with them lies in the prognosis,
which appears to be far better in acrogeria, as afore-
mentioned.             �

in the parietotemporal regions; thorax piriformis,
thinning of the clavicles bilaterally with porosis of its
distal extremity; slight alteration of the femoral tibial
anatomic axis with valgus deformity; absorption of the
most pronounced distal phalanges of the index fin-
gers; multiple, lytic and focal lesions of the fine and
sclerotic walls, localized in both distal femoral meta-
physes.

WHAT SYNDROME IS IT?
Acrogeria (Gottron's Syndrome)

The clinical and histological findings of skin
lesions associated with osteoarticular alterations were
compatible with the diagnosis of acrogeria.

Acrogeria is one of the classic congenital prema-
ture ageing syndromes, among which are: pangeria
(Werner's syndrome), progeria (Hutchinson-Gilford's
syndrome) and acrogeria (Gottron's syndrome). In
addition, various other diseases combine with prema-
ture ageing, like Cockayne's syndrome, Bloom's syn-
drome, telangiectasia (Louis-Bar's syndrome),
Kindler's syndrome, trisomy 21 (Down's syndrome).1

These are rare genetic diseases associated with accel-
erated ageing of the skin and other tissues.2

Acrogeria was originally described by Gottron
in 1941, when he observed premature cutaneous age-
ing localized on the hands and feet in two brothers,
which were present ever since birth.3 Since then, vari-
ous cases have been published, most in the European
literature and predominantly affecting women. Most
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