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Resumo: A epidermdlise bolhosa albopapuldide é doenga rara, de cardter autossOmico dominante,
também conhecida como epidermélise bolhosa distréfica albopapuldide de Pasini.

Os autores relatam o caso de uma paciente de 37 anos de idade, com inicio do quadro aos sete anos,
com lesoes bolhosas e milia nas dreas de traumatismo, além de maculas hipocromicas e atréficas (lesoes
albopapuldides) no corpo. A paciente também apresenta pele apergaminhada, xerdtica, e distrofia
ungueal dos pés. A histopatologia da lesdo bolhosa revelou clivagem subepidérmica, compativel com o

diagnéstico clinico.

Palavras-chave: epidermélise bolhosa; epidermdlise bolhosa distréfica.

Summary: Albopapuloid epidermolysis bullosa (Pasini's variant) is a rare, autosomal dominant

inberited disorder.

The authors report the case of a 37-year-old female patient with blisters on trauma areas, atrophic
macules (albopapuloid lesions) and milia, with onset of disease at age seven. The histopathological

exam of the blister reveals a subepidermal cleavage.

Key words: epidermolysis bullosa; epidermolysis bullosa dystrophica.

INTRODUCAO

A epidermdlise bolhosa albopapuléide EBD-AP) é
afeccdo rara, de caréter autossdmico dominante. E classifi-
cada no grupo das epidermaises bolhosas distréficas (EBD),
gue sdo mecanobuloses cicatriciais com tipica formacdo de
bolhas induzidas pelo traumatismo, cujo plano de clivagem
ocorre abaixo da ldmina basal, como resultado de um defei-
to no col&geno tipo VI das fibrilas de ancoragem, resultan-
te de uma mutagdo no gene COL7A1.>* A EBD comumente
tem caréter dominante e, menos freqlientemente, recessivo.*

As mutagfes no subtipo dominante da EBD envol -
vem a substitui¢do daglicina por outro aminoécido natripla
hélice do gene COL7A1. Tais mutagdes impedem a produ-
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INTRODUCTION

Albopapuloid epidermolysis bullosa AP-DEB) is a
rare, autosomal dominant disorder.’ It is classified in the
group of dystrophic epidermolysis bullosas (DEB). They are
cicatricial mechanobullous disorders with typical blister
formation induced by traumatism. Its cleavage plane occurs
below the basal lamina as the outcome of a defect in colla-
gen type VII of the anchoring fibrils, resulting from a muta-
tion in gene COL7A41.°* Commonly, EB has a dominant trait.
Less fiequently, it is recessive.’

Mutations of the DEB dominant subtype involve sub-
stitution of glycine by other amino acids in the triple helix
of gene COL7A1. Such mutations prevent the normal pro-
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¢do normal do coldgeno tipo VIl pelos queratindcitos
basais, causando uma alteragéo nas fibrilas de ancoragem,
com conseqiente fragilidade da jun¢cdo dermo-epidérmica.
VariagOes dessas mutagdes podem ocorrer dentro de uma
mesma familia e entre familias diferentes de pacientes.®

A EBD dominante pode ser divididaem duas formas
clinicas, segundo a presenca ou auséncia de lesdes albopa-
puldides: as variantes de Pasini e Cockayne-Touraine, res-
pectivamente.*®

A andlise histopatol 6gica das lesdes albopapul 6i -

des demonstrou proeminente proliferacdo de bandas de
colageno imaturo e deposicéo de material amorfo? Outros
autores demonstraram a presencga de proteoglicanos derma-
tan-sulfato degradados na derme papilar e subpapilar.t

RELATO DO CASO

Paciente do sexo feminino, 37 anos, branca, natural
da Paraiba, residente no Rio de Janeiro.

Relata inicio do quadro aos sete anos de idade, com
0 surgimento de pépulas eritémato-pruriginosas e bolhas
em areas de traumatismo, que ao involuirem deixavam
méculas hipocrémicas e atrdficas, e milia, de forma gene-
ralizada na pele, com excegéo da face, regido palmoplantar
e unhas das m&os.

Na historia patol gica pregressa e familiar ndo havia
nada digno de nota.

Ao exame dermatolégico observavam-se bolhas
fl&cidas, algumas j& em involugdo, nos joelhos, dorso dos
pés, terceiro pododéactilo esquerdo e cotovelo esguerdo;
méculas hipocrdmicas e atrdficas no tronco e membros.
Pele apergaminhada e atr6fica em todo o corpo, com exce-
¢ao da face. Milia no dorso da méo direita e face interna
da coxa direita. Distrofia ungueal de todos os pododacti -
los. Lesdes papul o-eritematosas na face interna das coxas
(Figuras 1, 2,3 e4).

O exame histopatol6gico revelou a presenca de

duction of collagen type VII by basal keratinocytes, cau-
sing an alteration of the anchoring fibrils. The result is
fragility of the dermoepidermal junction. Variations of the
mutations may occur within a single family and among dif-
ferent families of patients.’

Dominant DEB may be divided into two clinical
forms, according to the presence or absence of albopapu-
loid lesions: Pasini's variants and Cockayne-Touraine, res-
pectively. *?

Histopathologic analysis of the albopapuloid lesions
demonstrates the prominent proliferation of immature colla-
gen strips and amorphous material deposits.’ Other authors
have demonstrated the presence of degraded dermatan sul-
phate proteoglycans in the papillary and subpapillary dermis.’

CASE REPORT

A 37-year-old Caucasian female, originally from
Paraiba State and residing in Rio de Janeiro.

The patient reported that onset of the condition
occurred at age seven, with emergence of erythematous pru-
riginous papules and blisters in trauma areas. In the course
of their progression, the papules left hypochromic and
atrophic macules and milia on the skin generally, with the
exception of the face, palmoplantar region and fingernails.

Regarding the anterior and family pathological back-
ground there was nothing worth mentioning.

During the dermatological examination, flaccid blis-
ters were observed, some of which were already in progres-
sion on the knees, dorsal aspect of the feet, third left toe and
left elbow; hypochromic and atrophic macules on the trunk
and limbs. The skin was chaffed and atrophic throughout the
body, except for the face. Milia were observed on the dorsal
aspect of the right hand and internal surface of the right
thigh. Dystrophy of the nails appeared on each toe.
Erythematous and papulous lesions on the internal surface
of the thigh were also observed. (Figures 1, 2, 3 and 4).

Figura 1: Lesoes albopapuldides no antebrago direito.
Figure 1: Albopapuloid lesions on the right forearm.

An bras Dermatol, Rio de Janeiro, 78(4):459-463, jul./ago. 2003.

Figura 2: Notam-se a pele apergaminhada e a presenga de milia
na face interna da coxa e perna esquerdas. / Figure 2: Observe the
chalffed skin and presence of milia on the inside surface of the
left thigh and leg.
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Figura 3: Distrofia ungueal nos pés, com a presenca de bolhas
pos-traumatismo no primeiro e terceiro pododactilos esquerdos.
Figure 3: Dystrophy of the toenail, with presence of
posttraumatic blisters on the first and third left toes.

bolha subepidérmica, cujo conteldo era constituido por
eritrdcitos, fibrina e escasso infiltrado linfocitico. Na
derme papilar subjacente observava-se um infiltrado infla-
mat6rio misto, composto por neutréfilos, eosinofilos, lin-
focitos, melanéfagos e sider6fagos. Esses achados sdo
compativeis com o diagnostico de epidermdlise bolhosa
(Figuras 5 e 6).

A terapéutica ingtituida foi vitamina E, 800mg/dia,
via oral, e emaolientes topicos, com melhora parcial da qua-
lidade da pele dos membros superiores, apds dois meses de
tratamento.

DISCUSSAO

A EBD albopapul 6ide (EBD-AP) foi primeiramente
descrita em 1928 por Pasini.” No Brasil, o primeiro caso
observado foi em 1937, em S&o Paulo, por Cerruti, € 0

Figura 4: Observam-se a pele atréfica da perna
direita e bolha infrapatelar.
Figure 4: Observe the atrophic skin on the
right leg and infrapatellar blister.

The histopathologic examination revealed the presen-
ce of subepidermal blisters consisting of erythrocytes, fibrin
and rare lymphocytic infiltrate. In the subjacent papillary der-
mis a mixed inflammatory infiltrate could be observed, con-
sisting of neutrophils, eosinophils, lymphocytes, melano-
phages and siderophages. These findings were compatible
with the diagnosis of epidermolysis bullosa (Figures 5 and 6).

The therapy instituted was with vitamin E, §00mg
daily taken orally, and topical emollients. There was partial
improvement in skin quality of the upper limbs after three
months of treatment.

DISCUSSION

Albopapuloid DEB (AP-DEB) was first described by
Pasini in 19287 In Brazil, the first observed case dates
back to 1937 by Cerruti in Sdo Paulo. The second case was

Figura 5: Bolha subepidérmica com escassas hemadcias e infiltrado
inflamatorio na derme papilar (H&E 40x).
Figure 5: Subepidermal blister with rare red blood cells and
inflammatory infiltrate on the papillary dermis (H and E 40x).
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Figura 6: Observa-se dep6sito de fibrina e hemdcias no
interior da bolha (H&E 400x).
Figure 6: Observe the fibrin deposit and red blood cells
on the inside of the blister (H and E 400X).
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segundo caso foi descrito na literatura brasileira em 1941
por Silva®

As lesbes sdo caracterizadas pela formagdo de
bolhas, cicatrizes e multiplas papul as brancas pruriginosas.
As bolhas ocorrem principalmente nas extremidades apés
minimos traumatismos. No processo de cicatrizagdo das
bolhas ha o surgimento de milia e lesdes atréficas.” As
papulas desenvolvem-se na adolescéncia, podendo ocorrer
mais precocemente, predominando no tronco (regido lom-
bossacra) e extremidades, independentes do aparecimento
das bolhas.>*® Sao lesdes firmes, perifoliculares, de colora-
¢do marfim, de até 15 milimetros de didmetro, sem involu-
¢do espontanea.® No caso relatado a paciente possuia as
lesBes albopapuldides desde a infancia, além das bolhas
(apbs traumatismo) e das lesBes cicatriciais.

Podem ocorrer erosBes orais e/ou esofageanas, ndo
cicatriciais,?® 0 que ndo foi observado no caso descrito.

Apesar de ndo ocorrerem alteragbes dentérias, as
unhas podem ser distréficas ou ausentes.® A paciente em
questdo sO apresentava alteracdo nas unhas dos pododéactilos.

Embora a expectativa de vida seja normal, o carci-
noma espinocelular pode desenvolver-se nas areas distrofi -
cas.2 No caso, ndo havia lesbes sugestivas de malignidade
ao exame fisico.

A histopatologia da lesdo bolhosa revela apenas
uma bol ha subepidérmica, ™ como visto no caso.

Muitas alteragBes ultra-estruturais nas fibrilas de
ancoragem tém sido previamente relatadas na EBD, embo-
ra nenhuma delas tenha sido especifica de um subtipo da
EBD. Naforma abopapul dide de Pasini asfibrilas de anco-
ragem apresentam anormalidades quantitativas e qualitati -
vas tanto na pele perilesional como na pele néo lesional .

Desde aidentificagcdo do coldgeno tipo VII como o
maior componente das fibrilas de ancoragem, anticorpos,
tanto monoclonais como policlonais, contra a proteina,
como LH7:2 e L3d, foram desenvolvidos. Esses anticorpos
s80 usados em estudos por microscopia eletrénica e/ou
imunofluorescéncia.™* Poucos estudos ultra-estruturais,
porém, tém sido feitos em lesbes al bopapul 6ides.®

O tratamento da EBD-AP é primariamente sintoma-
tico. Podem ser usados agentes orais como a vitamina E,
fenitoina, prednisolona, eritromicina, ciclosporinaetetraci-
clinas, que demonstraram resultados promissores em ape-
nas alguns pacientes que fizeram uso por longo prazo des-
ses medicamentos. NoO entanto, essa genodermatose é
geramente resistente ao tratamento. Agentes tépicos s
tém sido eficazes na prevengdo de infecgBes secundérias,
porém existe o relato de melhora das lesdes com uso de
corticoterapia topica, em pulsoterapia.*® No caso em ques-
t8o, a paciente esta em uso de vitamina E oral, 800mg/dia,
e emolientes tépicos, com melhora discreta ap6s dois
meses de tratamento. (|
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described in the Brazilian literature by Silva in 1941°

The lesions are characterized by blister formations,
scarring and multiple white pruriginous papules. The blis-
ters occur mainly at the extremities after minimal traumas.
In the wound healing process of the blisters miliar and
atrophic lesions appear.’ The papules develop in adoles-
cence and may occur more prematurely. They predominate
on the trunk (lombosacral region) and extremities, irre-
spective of blister emergence.*”’ The lesions are firm, per-
ifollicular and ivory in color. They can measure up to
15mm in diameter, and do not undergo spontaneous invo-
lution.” In the case reported in this paper, the patient had
albopapuloid lesions since infancy, in addition to (post-
traumatic) blisters and scar lesions.

Oral and/or esophageal, though not cicatricial, ero-
sion may occur.™ This was not observed in the case des-
cribed.

In spite of dental alterations not occurring, the
nails may be dystrophic or absent.”’ The patient reported
in this paper showed alterations only to the toenails.

While life expectancy is normal, spinocellular car-
cinoma may develop in the dystrophic areas.” During the
physical examination of the case reported, there were no
lesions found that could be suggestive of malignancy.

Histopathology of the bullous lesion reveals only a
subepidermal blister, """ as seen in the case described.

Many ultra-structural alterations in the anchoring
fibrils have been previously reported in DEB, though none
of them specifying a DEB subtype. In Pasini's albopapuloid
variant, the anchoring fibrils show quantitative and quali-
tative abnormalities on the perilesional skin as well as the
nonlesional skin.”

Ever since collagen type VII were identified as the
major component of anchoring fibrils, monoclonal as well
as polyclonal antibodies have been developed against pro -
teins such as LH7:2 and L3d. These antibodies are used in
electron microscope and immunofluorescence studies.™
However there have only been a few ultra-structural stu-
dies performed on albopapuloid lesions.”

Treament of AP-DEB is primarily symptomatic.
Oral agents may be used, such as vitamin E, phenytoin,
prednisolone, erythromycin, cyclosporine and tetracy-
clines, all of which showed promising results in only the
few patients who made long-term use of these medica-
tions. Yet this genodermatosis is usually resistant to treat-
ment. Topical agents have been effective in preventing
secondary infections. However, reports do exist on lesion
improvement with use of topical corticosteroids in pul-
sotherapy?’ In the case reported, the patient was in the
process of taking vitamin E orally 800mg daily, and topi-
cal emollients. Discreet improvement occurred after two
months of treatment. a
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