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WHAT IS YOUR DIAGNOSIS?

CASE REPORT
Female patient, 48 years old, white, with chronic renal failure due to dia-

betic nephropathy treated with hemodialysis for 2 years. She reported recent
pruritic lesions in the trunk, limbs and scalp. Physical examination revealed ery-
thematous, papular lesions, hyperkeratotic in the central portion, some excoria-
ted, located in the areas mentioned (Figure 1).There were also reports of new

lesions after scratching the skin - suggesting the occurrence of Koebner's pheno-
menon.

Incisional biopsy of the scalp lesion was performed. Histopathology sho-
wed epidermal invagination with keratotic plug and collagen fibers moving from
the dermis to the epidermis (Figure 2) typical of perforating dermatosis.
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CASE REPORT
A 27-year-old mixed-raced (pardo) female patient presented with flat

ovate hypochromic plaques with a rough surface on the back and upper limbs,
with an aspect resembling pityriasis versicolor, which she reported having had
for three years (Figure 1). She reports family history involving a brother with
similar lesions.

The material for histopathology was obtained by punch biopsy, fixed in
10% formaldehyde and stained with hematoxylin-eosin (HE). The test results
showed hyperkeratosis without papillomatosis, hypergranulosis and enlarged

keratinocytes with basophilic and microvacuolated cytoplasm occupying the
upper portion of the spinous layer and granular layer (Figure 2). They also
showed mononuclear perivascular infiltrate in the papillary dermis.

After anatomo-clinical correlation, the diagnosis of epidermodysplasia
verruciformis pityriasis versicolor like was confirmed. The patient was counseled
about the disease, possible treatment and sent for HIV testing.

The patient received treatment with retinoic acid for six months without
satisfactory results.
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CASE REPORT
IDENTIFICATION: female, 29 years old, single.  
MEDICAL HISTORY: progressive reduction of body fat beginning at the age

of eleven, after presenting symptoms of intestinal infection. 
DERMATOLOGIC EXAMINATION: symmetrical loss of body fat in the face,

trunk, upper and lower limbs, with an aspect of muscular hypertrophy (Figures
1 and 2). Yellowish and hard nodules, some painful, in the thighs, arms and
buttocks were also present.

FIGURE 1: Hyperkeratotic,
excoriated erythematous-
papular lesions in the scalp
and dorsum

FIGURE 2:
Histopathology

stained with 
hematoxylin-eosin

(200X magnification)
showing epidermal

invagination with
keratotic plug and

collagen fibers 
moving from the 

dermis to the 
epidermis

FIGURE 1: Flat
ovate
hypochromic
plaques with a
rough surface on
the back  

FIGURE 2: Enlarged 
keratinocytes with

basophilic and 
microvacuolated 

cytoplasm 
(HE - 40X)

COMPLEMENTARY TESTS: blood count, fasting glucose, electrolytes, normal
liver and kidney function, normal glycemic levels (fasting = 71, 30min = 124;
60min = 124; 120min = 119mg/dL), absence of glycosuria on urinalysis,
unaltered thyroid and abdominal ultrasound; anti-peroxidase antibody 9.3 U / l
(normal up to 34U / l), nonreactive ANA (antinuclear factor); normal dosage of
C3; HIV and hepatitis serology were negative.                                                  �

FIGURE 1:
Lipoatrophy
in zygomatic-
temporal
region and
reduced
Bichat's ball

FIGURE 2: Symmetrical loss
of body fat involving the
trunk, buttocks, thighs and
arms, giving an appearance
of muscular hypertrophy
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CASE REPORT 
The patient is an eighteen-year-old female born by cesarean section with

multiple congenital malformations in Sao Luis - MA. She had omphalocele repair
as a neonate and presents learning difficulty. She is the second daughter of a non-
consanguineous couple with two children; the brother is healthy. Her mother
reported three previous miscarriages. The patient displays body asymmetry,
kyphoscoliosis, microcephaly, facial asymmetry, right-eyelid ptosis, left
microphthalmia, low set ears, protruding ears and auricular cartilage thinning,
thinning hair in the right frontoparietal area, dry and brittle hair. (Figure 1A)
Erythematous plaque was present in the upper and lower lip, extending into the
oral cavity, with a papillomatous aspect. (Figure 1B) The patient presented only
eight teeth, some conical, and lower alveolar bone hypotrophy. Auscultation of
the heart revealed systolic heart murmurs 3 + / 6 + in the accessory aortic focus.
On the abdomen, she presented median xiphopubic surgical scar. An evaluation
of the extremities showed hand asymmetric brachydactyly, digital clubbing,
syndactyly of 2nd and 3rd, 4th and 5th right toes, syndactyly of 2nd and 3rd left
toes and ectrodactyly of the 4th right toe. (Figures 1C and 1d) She was mixed-race

(pardo) and her skin had hypochromic atrophic papules that were confluent,
forming dyschromic plaques with areas of brownish crusts and sagging skin on the
face, neck, trunk, abdomen, upper and lower limbs following Blaschko lines. A
skull radiograph showed a reduction of the craniofacial ratio with anteroposterior
diameter, without signs of intracranial hypertension, orbital asymmetry, with
reduction of the diameter of the left orbit, mandibular, maxillary and dental
changes. A dorso-lumbar spine radiograph revealed left dorsolumbar convex
scoliosis and dorsal kyphosis. Radiographs of the skeleton showed cross striations
in the distal extremities of the bones of the forearms, femurs, tibias and fibulae.
(Figure 2A) Ultrasonography of the kidneys and urinary tract showed mild right
calyceal and renal pelvis dilatation. Histopathology of the skin showed epidermal
hyperkeratosis, acanthosis and hypergranulosis. The dermis revealed vessel
proliferation, mononuclear inflammatory cell infiltrate, areas of fibrosis and
subcutaneous tissue extending to the epidermis, showing a marked reduction in
dermal thickness. (Figure 2B) The lip lesion was papillomatous with areas of
parakeratosis. 

FIGURE 1: A. Cutaneous lesions following Blaschko lines B. Oral Papillomas; 
C. Asymmetric brachydactyly; D. Syndactyly and ectrodactyly

FIGURA 2: A. Osteopathia striata B. Histopathological exam of oral lesions.
Papillomatous aspect with areas of parakeratosis
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D
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DISCUSSION
Perforating dermatoses are rare in the general population and lead to the

transepithelial elimination of degenerated dermal tissue, with minimal involve-
ment of surrounding tissues. This group of diseases can be divided into primary
(represented by Kyrle's disease, perforating serpiginous elastosis, reactive perfo-
rating collagenosis and perforating folliculitis) or secondary (acquired perfora-
ting dermatosis [APD]) - associated with various comorbidities.1.2

APD was first described in association with chronic renal failure, with or
without hemodialysis, and with diabetes mellitus.2 Subsequent data from the lite-
rature indicated incidence of APD in up to 11% of these patients, with lesions
usually developing in adulthood.3 More recent publications have described its asso-
ciation with other systemic diseases such as tumors, chronic hepathopathies and
HIV, among others.4,5 It is characterized by the presence of erythematous papules
with a hyperkeratotic center, pruritic, mainly located in the trunk and limbs.

The pathophysiology of these lesions is still uncertain, but transdermal
elimination of degenerate material is the final common pathway. In patients with
diabetes and chronic renal disease one of the most thought-of hypotheses is that
diabetic microangiopathy would impede wound healing; however, it has also
been suggested that minor trauma such as scratching would lead to necrosis of
tissues which would be eliminated through the epidermis; or also that the renal
disease itself would be the main factor.3

Several therapeutical measures have been suggested, but there are no
controlled, randomized clinical trials comparing the different treatment options.
The use of topical high potency corticosteroids has helped to reduce inflamma-
tion and control pruritus, but it does not prevent the development of new
lesions.1,3 Oral and topical preparations of retinoids, derivatives of vitamin A,
cryotherapy, and keratolytic agents have all been used with varying results. 1.3
More recently, the use of ultraviolet B radiation has shown more promising
results; in another case, the use of allopurinol, both alone and in combination
with PUVA (psoralen with ultraviolet A ), emerged as a new possibility.3

Our patient was investigated for other comorbidities potentially associa-
ted with APD, which were all ruled out, providing strong evidence of association
with chronic nephropathy and diabetes mellitus.

The importance of diagnosing APD transcends academic motivation.
Considering the high prevalence of certain systemic illnesses associated with
APD, especially kidney disease, this dermatosis should be considered a cutaneous
marker for the possibility of chronic kidney disease. 

Regular visits to the doctor are recommended for patients with chronic
diseases, as they provide opportunities to assess established treatments and to
review unusual symptoms. Hence, a complete physical examination should always
be conducted in search of lesions that have been overlooked by the patient. A mul-
tiprofessional approach is also essential in assessing these patients, thus reducing
the time to the diagnosis of complications and improving the outcome.             �

Abstract: Acquired perforating dermatosis is a rare condition often associated with some systemic diseases, especially diabetic patients with chronic renal fail-
ure undergoing dialysis. The main symptom is pruritus and it is clinically characterized by the presence of redish-brown papular lesions in the trunk, head
and neck. Biopsy of the lesion reveals epidermal invagination with keratotic plug. The etiology is poorly understood and several therapeutic measures have
been disappointing.
Keywords: Diabetes mellitus; Kidney failure, chronic; Renal insufficiency, chronic; Skin diseases 

Resumo: Dermatose perfurante adquirida é uma condição rara em geral associada a algumas doenças sistêmicas, em especial pacientes diabéticos com insu-
ficiência renal crônica em diálise. O sintoma principal é o prurido e a apresentação clínica característica é a presença de lesões papulares marrom-avermel-
hadas no tronco, cabeça e pescoço. Biópsia da lesão revela invaginação epidérmica com preenchimento por plug ceratótico. A etiologia é pouco compreen-
dida e várias tentativas terapêuticas tem sido desapontadoras. 
Palavras-chave: Dermatopatias; Diabetes mellitus; Falência renal crônica; Insuficiência renal crônica 
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DISCUSSION
Epidermodysplasia verruciformis (EV), originally described by

Lewandowsky and Lutz in 1922, is a rare autosomal recessive genodermatosis
attributed to infection by specific types of HPV in immunologically deficient
individuals. It presents a high familial incidence, especially in children of
consanguineous marriages.3

Initial manifestations of the disorder most frequently occur in childhood,
and clinical manifestation of EV may present only flat warts, associated with non-
oncogenic HPV 3 and / or 10, called "benign form". It may also be expressed in
a polymorphic way, with a tendency to malignancy associated with multiple
Epidermodysplasia Verruciformis Human Papillomavirus (EVHPV), some
oncogenic, such as 5 and / or 8, being called "malignant form", which is the most
frequently observed. 4,5

The clinical expression of pityriasis versicolor like, characteristic of the
benign form of EV, develops some years after the first lesion. They are initially
erythematous macules, but hypochromic in later stages of the disease. 5.6

When EV is associated with a state of immunosuppression, with HIV being
the most prevalent, the main manifestations are hypopigmented lesions of
pityriasis versicolor like, with history of antifungal therapy not being rare. Given
the rare occurrence of EV in HIV patients, some authors support the hypothesis
that EV arises only in those who also have a genetic susceptibility which has not
been defined yet. 7

A totally effective treatment has not been described yet, and EV is
considered an extremely resistant disease. Acitretin (oral, 0.5-1 mg / kg / day for
6 months) is the substance that brings the best results. However, the treatment is
less successful when associated with HIV, and anti-viral therapy does not appear
to significantly affect the course of the disease. 7,8,9 �

Abstract: A 27-year-old mixed-raced (pardo) female patient presented with flat ovate hypochromic plaques with a rough surface on the back and upper limbs, with an
aspect resembling pityriasis versicolor. She reports family history involving a brother with similar lesions. Lab tests, including anti-HIV, showed no alterations and a
histopathological examination showed enlarged keratinocytes with basophilic and microvacuolated cytoplasm occupying the upper portion of the spinous layer and gran-
ular layer. After anatomo-clinical correlation, the diagnosis of epidermodysplasia verruciformis pityriasis versicolor like was confirmed.
Keywords: Epidermodysplasia verruciformis; Papillomavirus infections; Pityriasis

Resumo: Paciente do sexo feminino, parda, de 27 anos de idade, apresentando há três anos, placas hipocrômicas planas, ovaladas, de superfície áspera, no dorso
e membros superiores com aspecto que lembrava pitiríase versicolor. Refere história familiar de um irmão com lesões semelhantes. Exames laboratoriais, incluin-
do anti-hiv, sem alterações e com histopatológico evidenciando ceratinócitos aumentados de volume com citoplasma basofílico e microvacuolado ocupando a
porção superior da camada espinhosa e a granulosa. Após correlação anatomo-clinica confirmou-se o diagnóstico de epidermodisplasia verruciforme pitiríase ver-
sicolor like.
Palavras-chave: Epidermodisplasia verruciforme; Infecções por papillomavirus; Pitiríase
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DISCUSSION
The syndrome was first described in 1962 by Goltz. This is a rare genetic

disease of X-linked dominant inheritance1-5 more common in females, often
leading to abortion of male fetuses. It affects all germ layers: ectoderm (skin and
teeth), mesoderm (dermis and bones) and endoderm (oral cavity and larynx).2

Approximately 200 cases are reported in the literature.6 Etiopathogenic
mechanisms of focal dermal hypoplasia are unknown. There is impairment of
the growth potential of dermal fibroblasts, resulting in decreased production
and defective formation of collagen fibers.2 The molecular basis of GS is a
mutation in the PORCN gene located on chromosome Xp11.23.7-9 GS has a
broad spectrum of possible clinical manifestations.1-8 The main general
characteristics are female gender, short stature, mental retardation, asymmetry
of the face, trunk and extremities. Cutaneous abnormalities may be
characterized by sparse, dry and brittle hair, areas of alopecia on the scalp,
anogenital, periungual or perioral papillomas, linear areas of skin hypoplasia,
resembling striae, telangiectasia, hypopigmentation or hyperpigmentation
following Blaschko lines, subcutaneous herniation, ungual malformations and
dystrophy.1-3 Possible anomalies of soft tissues are protrusion and asymmetry of
the ears, hypoplastic helix, umbilical hernia, omphalocele, abnormal kidney
and ureter.5 The oral and dental anomalies described are cleft lip, prognathism,
microdontia, enamel defects, irregular spacing, retarded eruption, dental
agenesis or dysplasia, gingivitis, median lingual cleft. The ocular anomalies are

strabismus, microphthalmia, aniridia, vitreous degeneration, colobomas of the
pupil, retina, lens, and nystagmus.1 Skeletal abnormalities are typically
osteopathia striata, generalized osteoporosis, scoliosis, spina bifida,
rudimentary tail, vertebral anomalies, clavicular deformities,  hypoplasia or
absence of fingers, syndactyly, arachnodactyly, anomalies of carpal, metacarpal,
tarsal and metatarsals, fusion of phalanges.1-5 The diagnosis is the sum of
numerous clinical, radiological findings, and histopathological examinations of
skin lesions.1 In the clinical case under study, there are several different findings
comprising the syndrome. The patient has birth defects of ectodermal,
mesodermal and endodermal origin, which constitute focal dermal hypoplasia
with herniated adipose tissue, oral papillomas, anomalies of the extremities
including syndactyly, ectrodactyly and brachydactyly, microphthalmia, defects of
dental and oral structures, osteopathia striata, asymmetry of the face and trunk,
low-set ears, short stature and mild mental retardation. Differential diagnosis
between GS and anhidrotic and hidrotic ectodermal dysplasia, EEC syndrome
(ectrodactyly, ectodermal dysplasia, cleft lip and palate), pigmentary
incontinence, and aplasia cutis congenita must be carried out. 1 The treatment
consists of a genetic counseling, reconstructive surgery and multidisciplinary
approach in order to improve the quality of life of these patients and provide
them with a normal and productive life. 3 �

Abstract: Goltz syndrome is a rare genetic disease of X-linked dominant inheritance. It is more common in female patients and, in most cases, results in mis-
carriage of male fetuses. It has a broad scope of possible clinical manifestations. Its diagnosis consists of the sum of the many clinical, radiological and
histopathological findings. The treatment options are genetic counseling, reconstructive surgery and multidisciplinary approach, aiming to improve quality
of life and ensure a normal and productive life. 
Keywords: Focal dermal hypoplasia; Genetic diseases, X-linked; Radiography 

Resumo: A síndrome de Goltz é uma doença genética rara, de herança dominante ligada ao X, mais comum em doentes do sexo feminino e, na maioria das
vezes, resulta no aborto dos fetos do sexo masculino. Tem um amplo espectro de manifetações clínicas possíveis. O diagnóstico consiste no somatório dos
numerosos achados clínicos, radiológicos e histopatológicos. O tratamento é o aconselhamento genético, cirurgias reconstrutivas e abordagem multidiscipli-
nar com objetivo de melhorar a qualidade de vida e garantir uma vida normal e produtiva. 
Palavras-chave: Doenças genéticas ligadas ao cromossomo X; Hipoplasia dérmica focal; Radiografia

DISCUSSION
The Barraquer-Simons syndrome, also called progressive partial

lipodystrophy or cephalothoracic lipodystrophy, was described by Barraquer in
1906 and Simons in 1911.1 It is characterized by progressive and symmetrical loss
of subcutaneous tissue in craniocaudal direction, starting on the head and
progressively involving the trunk, arms and legs up to the thighs. However, arms
and legs are rarely affected. The onset of the disease a often occurs in the first
and second decade of life, predominantly affecting females.2

The etiology of this syndrome remains unknown. Although considered an
acquired form of lipodystrophy often associated with viral infections, the disease
has also been recently linked to mutations in the gene encoding the nuclear
lamina protein (lamin B2- LMNB2).3 In 2006 Hegele et al. analyzed eight patients
with the Barraquer-Simons syndrome, finding in four of them a mutation in this
gene.4 Other studies show that some patients with this syndrome have altered
levels of C3, consistent with the presence of a nephritic factor, which increases
the consumption of C3 and reduces its synthesis. In vitro studies demonstrate
that the nephritic factor also has a lipolytic effect, what explains the
lipodystrophy in these patients.5

The major differential diagnoses of the syndrome are other forms of
lipodystrophy, particularly congenital partial lipodystrophy and lipodystrophy in
AIDS patients undergoing antiretroviral therapy.6 However, metabolic disorders

such as glucose intolerance, dyslipidemia and diabetes are frequent in these
diseases, while in the Barraquer-Simons syndrome they are uncommon.7

The Barraquer-Simons syndrome is classified into three subtypes: subtype
I, associated with panniculitis; subtype II, associated with systemic diseases,
especially hypothyroidism, dermatomyositis, dermatitis herpetiformis, systemic
lupus erythematosus, leukocytoclastic vasculitis, mesangiocapillary
glomerulonephritis; subtype III or idiopathic, which represents more than 50%
of the cases and is not associated with systemic diseases. 8 The patient described
did not show associated co-morbidity, being classified as Barraquer-Simons
syndrome subtype III.

Treatment options are mostly indicated to correct facial lipoatrophy; facial
reconstruction techniques have been used to restore lost facial contours, such as
fat grafting or filling with polylactic acid or polymethylmethacrylate.9 In more
severe cases of lipodystrophy, especially those with metabolic alterations,
recombinant leptin has been used, a hormone secreted by fat cells responsible
for regulating glucose metabolism and storing fat cells.10

In this paper we report a case of Barraquer-Simons syndrome with onset
in puberty and which is not associated with systemic disorders. Apart from
lipodystrophy, the patient presented with hardened areas on the arms, thighs and
buttocks; histological examination confirmed the diagnosis of calcinosis, an
uncommon finding in these patients. �
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Abstract: Barraquer-Simons syndrome, also called acquired partial lipodystrophy or cephalothoracic lipodystrophy, is a rare form of progressive lipodystro-
phy, characterized by symmetrical lipoatrophy of subcutaneous adipose tissue starting in the head and spreading to the thorax, upper and lower limbs and
thighs. In this work, we report the case of a patient with Barraquer-Simons syndrome without systemic complications. 
Keywords: Diagnosis; Lipodystrophy; Physical examination

Resumo: A síndrome de Barraquer-Simons, também denominada lipodistrofia parcial progressiva ou lipodistrofia céfalo-torácica, caracteriza-se por perda
progressiva do tecido celular subcutâneo, em direção crânio-caudal, de modo simétrico, iniciando na face e envolvendo progressivamente o tronco, mem-
bros superiores e inferiores, até as coxas. Nesse trabalho relata-se caso de paciente, com síndrome de Barraquer-Simons, sem associação com co-morbidades
sistêmicas.
Palavras-chave: Diagnóstico; Exame físico; Lipodistrofia


