
Pachyonychia congenita (PC) is an autosomal 
dominant disorder due to keratin gene mutations. It is 
characterized by a constellation of findings, including 
palmoplantar keratoderma, debilitating neuropathic 
pain, onychodystrophy, follicular hyperkeratosis (FHK), 
and PC-induced cysts 1.  Since standardized 
treatments are lacking2, lifelong morbidities are often 
managed with lifestyle modifications and pain control. 
Our objectives were to compare the efficacy of 
therapeutic options used by PC patients for 
keratodermas, FHK, and PC-induced cysts.

Objective: 
•To evaluate patient experiences and ratings of 
treatment effectiveness on quality of life.
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Methods

Design: The most recent International PC Research 
Registry patient survey data consisting of 120 
responses to a questionnaire  from 2012-2020. 
Patients were asked to assess for the presence of 
keratodermas, FHK, and PC-induced cysts, as well as, 
and quality of life (QoL) impact, treatments used and 
efficacy (evaluated with Likert scale). 

Setting: The survey data was collected as part of a 
multinational, initiative and comprises a 
representative sample of the population with PC.

Participants: Participants (survey respondents) were 
included in the study based on questionnaire 
responses and a genetic confirmation of having a PC 
subtype. 

Main Outcomes and Measures: The main outcome 
measurements for the data were average patient 
rating and use of the treatment.

Background and Purpose

Conclusion

A wide range of treatments are used to manage 
keratodermas, FHK, and PC-induced cysts, varying 
significantly in efficacy. Symptoms in PC patients are 
often challenging to treat. With the exception of cyst 
excision and drainage, treatments averaged below 
“Effective” (Likert scale). Combinations of medical and 
surgical therapies are often selected based on specific 
manifestations and severity3, but there remain no 
established treatment options for PC. Due to the rarity of 
the disease and limited data on treatment4, patient-
sourced experiences are invaluable for guiding therapy. 
For example, since antifungals/antibiotics have poorer 
patient-reported efficacy for keratoderma, filing/grinding 
or orthotics may be considered first. Therapies with 
efficacies below one standard deviation from average 
(steroids) should not be considered first line. Our study 
allows for generation of a treatment hierarchy tiered by 
patient rated efficacy (Table 2). We recommend 
proceeding in a stepwise fashion, adding one therapy at a 
time until symptom relief is achieved. 

Limitations include survey biases since some patients 
used multiple treatments and rated them subjectively. 
While sample size is small, it is representative, including 
>10% of the entire recorded PC population with mutation 
frequencies roughly matching population statistics5.

A diagnosis of PC often means a lifelong patient-
physician relationship to anticipate, manage, and treat 
associated symptoms. Therapeutic approaches should be 
strategic and individualized. We hope our study provides 
physicians and PC patients with guidance when 
considering treatment options.
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to all the patients with PC who participated in the IPCRR.

One-hundred thirteen (94%) patients reported having keratodermas, with 95 (84%) affirming “always” or “often” having limited QoL due 
to pain, and 76 (67%) seeking treatment to lessen pain. Mean efficacy was 2.52 across all treatments, with filing/grinding and orthotics 
the most commonly used and effective treatments, and topical retinoids and steroids being least effective (p<0.01) (Table 1). Although 
40-50% of patients reported using antifungals, salicylic acid, urea cream, and antibiotics, these treatments were rated as significantly 
less effective.
FHK was reported by 62 (51.6%) surveyed patients. The most effective and widely used management methods were clipping and 
moisturizers (p=0.01). Almost half of patients (30, 47%) with FHK never sought treatment (Table 1). Cysts were reported by 49 (42%), 
with 12 (24%) never seeking treatment. Surgical excision and incision and drainage were the most effective and widely used therapies 
for cysts (p<0.01) (Table 1). 
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