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OPEN ACCESS

A Rare Case of Pretibial Dystrophic Epidermolysis
Bullosa: A Scientific Letter

Nirma Joy, ® Surajit Nayak

Department of Dermatology, Mkcg Medical College, Berhampur, India

Dear Editor,

We would like to mention our epidermolysis bullosa case. A 15-year-old female patient pre-
sented to our dermatology department with cutaneous lesions distributed over both lower
legs and dorsum of hands and feet, along with nail dystrophy since birth. The patient is
the youngest daughter of a non-consanguineous marriage, and her elder sister has similar
complaints but of milder grades. The patient has normal intellectual ability, currently study-
ing in 9th standard with average academic performance. At the time of birth, her parents
noticed a single fluid-filled lesion over her right lower leg, which gradually grew bigger in
size and ruptured within 3-4 days, leaving an atrophic scar. The toenails of both feet and
four fingernails of the left hand, sparing the left ring finger, have been absent since birth.
The patient had several similar episodes of cutaneous lesions associated with itching over
both shins and dorsum of feet and developed a contracture in the dorsum of the right foot
leading to hyperextension of the right big toe. There is no history of photosensitivity, mu-
cosal lesions, joint pain, or other significant systemic complaints. On clinical examination,
there are multiple sclerotic depigmented plaques, a few plaques with the rim of hyperpig-
mentation distributed over both lower legs, dorsum of both hands and feet with mild scal-
ing and yellowish crust over the right leg (Figs. 1 and 2). Old lesions healed with atrophic
scars and post-inflammatory hypopigmentation with hyperextension of the right metatar-
sophalangeal joint of the right big toe. There are erosions over the anterior surface of the
right lower leg, and right knee with no signs of secondary infection and single tense bullae
of size 2 X 2 cm over the right leg with Nikolsky’s sign negative and rounded border on bul-
lae spread sign. The scalp, all mucosae, teeth, hair, palms, and soles are looking normal. The
clinical differential diagnoses were dystrophic epidermolysis bullosa (DEB), lichen planus
pemphigoid, and bullous lupus erythematosus. The routine blood and urine investigations
were found to be normal. Serum anti-nuclear antibody was normal, hence ruling out the
possibility of bullous lupus erythematous. The potassium hydroxide microscopy from nail
clippings was done to rule out fungal pathology. Histopathological examination showed a
subepidermal cleft with significant inflammatory infiltrate just below the basement mem-
brane zone along with dermal fibrosis. Specific immune deposits were not detected in the
direct immunofluorescence study, and the lupus band test was negative. The presence of
recurrent episodes of fluid-filled lesions associated with itching and nail dystrophy local-
ized over both lower legs and dorsum of feet and hands with histopathology and immuno-
fluorescence findings pointing toward the diagnosis of a rare pretibial variant of DEB. The
patient was given emollients, antihistamines, and topical antibiotics and was explained the
prognosis and course of the disease. The patient was advised to take proper protection to
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Figure 1. Multiple depigmented sclerotic plaques with old atrophic
scars, post-inflammatory hypopigmentation over both legs, hyperex-
tension of right metatarsophalangeal joint with complete nail dystro-
phy, single tense bullae and erosion with crusting over the right leg.

prevent trauma and friction, like wearing well-fitting foot-
wear, leather shoes with lining and wearing two pairs of
socks.

DEB can be autosomal recessive or dominant, and irre-
spective of genotype, it results from a mutation in a single
gene, COL7AT1, located in chromosome 3 (3p21.1), which
encodes Type VI collagen, which is the major component
of anchoring fibril structures beneath the lamina densa.
1 Dominant DEB is subdivided into six subtypes: general-
ized, acral, pretibial, pruriginous, nails only and bullous der-
molysis of newborns. This rare pretibial variant of DEB was
first described by Kuske in 1946, and it has a prevalence
of <1/10.00.000. It is distinguished from other forms by
milder phenotype, more localized lesions with blisters and
erosions, scarring, milia formation with frequent pruritus
and nail dystrophy. Apart from histology, the level of blister
formation can be determined using antigen immunomap-
ping, which shows deposition of fluorescence on the roof
of the blister (epidermal side) with the presence of four
main antibodies against collagen Type IV, bullous pem-
phigoid antigen, laminin, collagen Type VIl demonstrating
cleavage in sublamina densa. Unfortunately, there is no ef-
fective treatment for epidermolysis bullosa.”? The mainstay
of treatment includes the prevention of trauma and local
wound care. Cyclosporine, thalidomide, and topical tacro-
limus can be given in cases with refractory pruritus. Recent
advances in the treatment of epidermolysis bullosa, includ-
ing Gene therapy, protein replacement therapy, and cell-

Figure 2. Nail dystrophy of left hand sparing left ring finger.

based therapies like injecting purified human recombinant
Type VIl collagen into circulation, are being under trial."!
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