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A Rare Case of Pachyonychia Congenita and the Need for Awareness
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| am writing to share an extraordinary case of pachyonychia
congenita (PC) that recently came to our attention. PC, a group of
rare keratin disorders inherited in an autosomal dominant manner,
is characterized by palmoplantar keratoderma, dystrophic nail
changes, and oral leukokeratosis. Distinguishing the five different
keratin mutations is crucial as they result in varied symptoms.
This letter aims to raise awareness about the challenges faced by
individuals with PC and advocate for a greater understanding of this
condition within the medical community.

Our 15-year-old female patient exhibited typical nail changes and
palmoplantar hyperkeratosis associated with PC. Genetic analysis
confirmed the diagnosis, revealing a KRT6A gene mutation.? Her case
underscores the importance of early detection and genetic analysis
in establishing a definitive diagnosis.

PCis classified into five subgroups based on keratin gene mutations.?
Genetic testing confirmed the prevalence of the PK-K6a subtype in
our patient’s case. The clinical presentation included not only nail
changes (Figure 1a-c) but also plantar keratosis (Figure 1d), oral
leukokeratosis (Figure 1e), and follicular hyperkeratosis on the knees,
elbows (Figure 1f), and face.

The challenges encountered by individuals with PC are multifaceted,
encompassing physical discomfort, aesthetic concerns, and potential
complications. Currently, no curative treatment is available for PC,
and therapeutic options aim to alleviate symptoms. Our patient
was recommended various treatments, including keratolytic agents,
moisturizers, and pain management strategies.

FIG. 1. (a) Tubular thickening and discoloration of the fingernails, (b) dystrophic fingernails, (c) toenails exhibiting tubular thickening, white
discoloration, and a pincer-nail appearance secondary to thickening, (d) heel subjected to compression in the plantar region, with yellow hyperkeratotic
plaques following diffuse skin lines in the metatarsal region, (e) oral leukokeratosis, (f) follicular papules on the elbow surface.
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Moreover, addressing the risk of misdiagnosis is crucial, particularly
concerning oral leukokeratosis, which is often mistaken for Candida
albicans infection. Accurate diagnosis and treatment are vital
for the well-being of affected individuals, and collaboration with
otolaryngology surgery may be necessary in cases involving the
larynx.

Furthermore, ongoing research is exploring potential treatments
for PC, including mammalian target of rapamycin inhibitors,
short interfering RNA, statins, botulinum toxin A, and other
pharmacological interventions. These developments underscore
the importance of continued research to improve the quality of life
for individuals with PC.*#

In conclusion, | urge the medical community and the public to
enhance their understanding of PC. Increased awareness can result
in earlier diagnosis, improved management, and a more supportive
environment for individuals affected by this rare genodermatosis.
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