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A Novel Mutation of KRT14 Gene in a New-
born with Epidermolysis Bullosa Simplex
(Dowling-Meara Type): Case Report

Epidermolysis bullosa simplex (EBS) is a group of inherited skin diseases characterized by intraepi-
dermal blistering upon mild trauma. They are classified into three major types based on the severity
and distribution of blisters, age of onset, and histological findings. These three major types are caused
by KRT5 and KRT714 gene mutations. EBS Dowling-Meara (DM) is one of the most severe subtypes
which mostly affects neonates. Electron microscopy is a primary diagnostic tool for EBS; however,
mutation analysis has recently become more important for its diagnosis, prognosis, genetic counsel-
ling, and prenatal diagnosis. Several studies have reported that almost all mutations in EBS-DM
patients are found in the highly conserved rod domains of the KR75and KR774 genes and have also
demonstrated a genotype-phenotype correlation. Here, we report an EBS-DM case diagnosed by
mutation analysis in a newborn and a missense mutation not identified in humans previously.
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Fig. 1. Pedigree of the family. Pt., patient.

Fig. 2. Mulitple herpetiform bullous and erosive skin lesions on the
buttock, both hand and foot at the day of birth.

Fig. 3. Punch biopsy sites.
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F|g 4. Hlstopathologlc and eIectromlcroscoplc findings of epidermolysis bullosa case. (A) Subepldermal blisters was observed in
biopsied specimen of ankle. The blister was separated at the level of the dermoepidermal junctions (Hematoxylin and Eosin, x100)
(B) and contained inflammatory plugs admixed with lymphocytes, neutrophlis, and neutrophils (Heamtoxylin and Eosin, x200). (C)
Electron micrograph showed intact hemidesmosome structures (arrows) in dermoepidermal junctions (Electron microscopy,
%10,000). The specimen was prepared by formaline fixed paraffin-embedded tissue, some artifact could be seen.
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Fig. 5. The scheme for KRT74 gene analysis [NM_000526.4(KRT14): ¢.369T>G p.(Asn123Lys)]. A
heterogeneous point mutation was detected in the proband. The arrow points to the heterozygous
nucleotides in patient’s sequence.’S’is nomenclature for heterozygous ‘C’and ‘G’ The homozygous
nucleotides of ‘C’ and 'C’ (benign variant) are seen in the sequence of the patient’s parents and

brother.
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Fig. 6. Hyperkeratosis and nail thickening at the age of 2 months.
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