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EPIDERMOLYSIS BULLOSA SIMPLEX DOWLING-
MEARA - A CASE REPORT
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Nikolai Tsankov®
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ABRSTRACT

A case with Epidermolysis bullosa simplex Dow ling-
Meara i presented. It concems a 2 doys breast-fed girl with
severe histering ansd on the sk fi | ai hirth afier
mincr mechanical rauma. There are no other affected relatives.

A medscal examination showed normal somatic and visceral
staius. There were multiple berpetiform growsped bullows and
erasive lesions on the face, trunk. upper and lower [imbs.
palms and soles. The mucous membmnes were not affecied.
There was olso a marked nail dysirophy on the fingers ansd
toenails. The electron microscopic examinaiion revealed
cytolysis of the basal keratinocytes with clumping of the
perinuchear ionofilaments in the lesional skin. Becawse of the
climical features and the resulis of ihe eleciron microscopic
cxiamination of the skin the case here reported should be
considered as an Epidermolyzizs bullosa simplex Dowling-
Mearn. The child is followed up 1o the age of three. The
course of the disease was benign with a decreased formation
of bhsters ond erosions. The marked nail dystrophy was
persistent. There was palmar and plantar hyperkeratosis. The
child's growith. newral and paychic development was normal,
The carly diagnosis of the bullous epidermotysis is helpfl
in the prognostic i of the di and in the medical
and genetic advice for the parenis.

Key words: Epidermolysis bullosa simplex Dowling-
Meara, inofilament clumps, electron microsopy.

INTRODUCTION:

Epidermaolysis bullosa simplex {ERS) is a groap of
hereditary bullous diseases characterized by mimepidermal
hliztering due to mild mechanical troumas (31 Patients are
presented with widely varying severity and are classified in
three mnin subiypes: ERS Weber-Cockayne, ERS Kobner and
EBS Dowling-Meara. on ihe basis of the severity and
distribution of the blisters, the age of onsel, and the
ultrastmictural investigation of the epidermis and basement
membrane zone. The three major clinical subtypes are all
cansed by nutations in either the keratin 5 {KRTS) or kemtin
I4 {KRT14) gene i, T The prevalence of the EBS has been
azzessed in soveral countries (11, [2). The most detailed
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imvestigation has been made in Scotland. where the poaint
prevalence of EBS has been calculated as 28, 6 per million,
with the Dowling-Meara subtype accounting for 0, & per
miltlion {11k The Dowling-Meara subtype of ERS s a rare
severe Mistening discose inherited in an awtosomal-dominant
fashion. There is a great range of severnity in the varioos cases.
Blistering may be exceplionally severe during the neonatal
perind and frequently occar on the face, trmk and limbs and
tend o be disposed in herpetiform groups. In the most severe
cases, blislering mary appear sponiancously. ‘Other physical
signs inclsde varying degrees of inira-oral basiering. nail
diystrophy, minor scamring, palmo-plantar kermtoderma, s lack
of seazonal variation and improvemeni during later childhood
133, A case with Epidermolysiz bullosa simplex Dewling-Meara
is presenied

Case repari:

A 20 days old breasi-fed girl was born from first
navrminl pregnancy, with body weight 2700 g and beight 47
coe. The discase staned at birth with severe blistering and
eramons om the face, trunk and extremities formed after muinor
mechanical traumas. The blisiers also appeared
spontaneously. They ruptored and formed extensive
superficial erosions. The latier healed i the centre with
recurrent blistering a1 the margins of these areas within a
week. There were no other affected relatives. The child was
heospitalized in o damaged skin condition.

A medical examination showed normal somatic and
visceral staius, muscle ione and reflexes with exception of
the spontancous and provoked clonuses of the extromities
Dermatological examination revealed multiple herpetiform
prouped bulloss and erosive lesions. slight scars and milia
o the foce, trunk. upper and lower imbs (fig.1). There wene
emormhagic blisters on the palms and soles. The mucows
membranes were oot affected. There was also a marked nail
dystrophy on the fingers and toenails. The roatine bload
count, biochemistry and urine analysis were within the normal
limits with the exception of hypoproieinsemia (iotal protein -
58 gl normal values: 6084 1), calciem deficiency (Ca - 1.83
mmel’l. normal values: 2.1 - 2.6 mmoll) and phosphorus
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