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2022 ANNUAL REPORT  

FOR PACHYONYCHIA CONGENITA PROJECT 
 

 

ABOUT PACHYONYCHIA CONGENITA 
 
Pachyonychia Congenita (PC) is an ultra-rare, genetic, autosomal dominant skin 
disorder. PC is caused by a mutation in any one of five keratin genes: KRT6A, KRT6B, 
KRT6C, KRT16, KRT17.  Over 118 specific mutations have now been identified. The 
expressed features are gene and mutation specific and also depend on other genetic 
and environmental factors.  
 
THE MOST COMMON FEATURES OF PC INCLUDE: 

1. Painful calluses and blisters on the soles of the feet (focal plantar 
hyperkeratosis). Pain is one of the distinct characteristics of PC. Blisters are 
found under the callus in PC patients. Calluses may also form on the palms of 
the hands (palmar hyperkeratosis). 

2. Thickened Nails (hypertrophic nail dystrophy) although not all nails are affected 
in all patients with PC.  

3. Cysts of various types (including steatocystoma and pilosebaceous cysts). In 
some forms of PC, this is the most dominant, painful and problematic 
characteristic. 

4. Follicular hyperkeratosis (FHK or bumps around hairs at friction sites such as 
waist, hips, knees, elbows). Most common in children and lessens after teenage 
years. 

5. Leukokeratosis of the oral mucosa (white film on tongue and inside cheeks). 
This is not painful but is often misdiagnosed as thrush or as leukoplakia. 

6. Neurovascular Structures in Calluses (painful blood vessels or nerve 
endings). These can grow in the calluses and make trimming difficult and walking 
extra painful. 

7. Deep itch under, around, or in the calluses. Like the painful calluses, this deep 
itching can interfere with sleep and make the feet feel uncomfortable and 
irritable. 
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ABOUT PC PROJECT 
PC Project was founded in 2003 as a 501(c)3 public charity in the USA. PC Project staff 
work together with medical professionals, scientists, patients, friends, and family 
members to make a difference for those suffering with Pachyonychia Congenita. PC 
Project makes effective use of a limited budget to serve patients in over 60 countries 
around the world and to facilitate research.  
 
MISSION STATEMENT: 
 
PC Project is dedicated to finding effective treatments and a cure for Pachyonychia 
Congenita, a painful, debilitating skin disorder, through helping and connecting patients, 
empowering research, and partnering with industry. 
 
VISION: 
A day when PC sufferers will live without excruciating pain, isolation, and 
embarrassment. 
 
VALUES: 
 

 Hope – We hope for a future with treatments that minimize pain, increase 
mobility, and eventually cure PC. 

 Love – We show our love by caring for and supporting all members of the PC 
community. 

 Empower – We empower research and we empower patients to become their 
own advocates to successfully navigate living with this painful, rare disease. 

 Collaborate – We collaborate with physicians, scientists, industry, and patients 
across the world to advance research and drug development for meaningful 
treatments and ultimately a cure for PC 
 

MOTTO: 

 Love, it’s in everything we do, or PC Project: It’s all about love. 
 
SLOGAN: 
Fighting for a Cure. Connecting & Helping Patients. Empowering Research. Partnering 
with Industry. 
 
To find effective treatments for those suffering from Pachyonychia Congenita, PC 
Project actively sponsors two major efforts:   
 

1. The International Pachyonychia Congenita Research Registry (IPCRR).   

• Free genetic testing for those diagnosed with PC or similar disorders. 

• Annual Patient Support Meetings and other patient support services. 
2. The International Pachyonychia Congenita Consortium (IPCC).   

• Research grants, clinical studies and clinical trials. 

• Annual Scientific meetings. 

• Publications of PC data and research. 



Page 3 of 8 
 

 

SUMMARY OF 2022 PROGRAMS AND SERVICES 
 
INTERNATIONAL PACHYONYCHIA CONGENTIA RESEARCH REGISTRY (IPCRR) 
The IPCRR patient registry is the key to all patient services. Through the registry, each 
patient has an opportunity to contribute data about their condition and to receive 
important services. Isolation is a major burden for those with rare diseases and through 
the IPCRR, patients can connect with other patients and specialists who understand 
PC. Those in the IPCRR are offered free genetic testing. The testing is performed using 
a saliva collection kit provided by PC Project at no cost to patients. Physician 
consultations, support by PC advocates, assistance with applications for disability or 
work accommodations and other services are provided for those in the IPCRR.  
 
There were 1711 patients in the IPCRR at the end of 2022 with 1146 of those being 
genetically confirmed with PC. The following statistics were noted for the IPCRR in 
2022: 

• 120 patients contacted PC Project for the first time 

• 104 saliva kits were sent for genetic testing 

• 99 individuals received genetic testing results  
 
PATIENT SUPPORT MEETINGS 

Virtual Patient Support Meeting – The PC community gathered together for three 
hours of presentations, discussions, and a medical and scientific panel to answer 
questions. The meeting was free and held virtually in a Zoom meeting format. The 
theme was “Stronger Together.” With our community of patients, scientists, physicians, 
and industry representatives working together, we make a powerful team! And together, 
we can accomplish our mission of connecting patients, empowering research, and 
finding treatments and ultimately a cure for PC. The meeting included the Wordly 
Translation App for Zoom as an option so participants were able to listen to and/or read 
the spoken words in one of 20 different languages during the meeting. 

Amsterdam Mini PSM - Because PC Project representatives were in Amsterdam for 
the European Society for Dermatological Research (ESDR) Annual Meeting, they 
couldn’t resist the opportunity to hold a small PC Patient Meeting with local Dutch PC 
patients. (Some patients traveled from other countries to join, too.) On Tuesday, 
September 27, 2022 from 12:30pm to 4:30pm at the Beurs Van Berlage Conference 
Center, PC Project gathered with PC patients and their loved ones for a lunch and an 
afternoon of socializing and discussing what it’s like to deal with PC. PC scientists and 
doctors attended to answer questions, present information about PC, and show patients 
there are professionals who truly care about PC and PC patients. Many patients 
emailed later to say how meaningful it was for them to meet others with PC and talk 
about living with it. One patient even mentioned that he didn’t realize how important it 
would be for him until he actually experienced it. Such a great day for all of us. We sure 
hope these meetings make life just a little bit easier for patients and their families. 
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PC PROJECT COMMUNICATIONS 
 
PC News Brief. Each month PC Project sends out its monthly newsletter, the PC News 
Brief, to over 1000 recipients. The newsletter contains articles about meetings, clinical 
studies and trials, photos of PC Patients, updates on PC Project and tips for patients 
and family members who care for someone with Pachyonychia Congenita.  
 
IPCC Newsletter. Dr. Edel O’Toole serves as the editor for this publication. All 
members of the International Pachyonychia Congenita Consortium (IPCC) receive the 
quarterly published IPCC newsletter. The newsletter includes updates on clinical studies 
and trials, recent publications, genetic testing information, annual meeting information 
and updates on the International Pachyonychia Congenita Research Registry (IPCRR) 
 
Social Media. PC Project has an active presence on social media, including Facebook, 
Instagram, Twitter, and LinkedIn.  
 
INTERNATIONAL PC CONSORTIUM (IPCC) 
The IPCC connects physicians and scientists with an interest in keratin disorders who 
agree to work collaboratively in areas that relate to progress for PC research and 
therapies. There are several hundred members of the IPCC and about 50 who are 
actively exchanging and assisting with research. 
 
Hybrid IPCC Symposium, Portland, OR- We had an excellent symposium in Portland 
Oregon on May 18, 2022, with half of our attendees participating remotely. Presenters 
included Prof. Eli Sprecher, Dr. Pierre Coulombe, Dr. Shari Lipner, Dr. Edel O’Toole, Dr. 
Neil Rajan, Dr. David Kelsell, Dr. Nicole Schwarz, Dr. Benjamin Nanes, Dr. Michael 
Caterina, Dr. Amy Paller, Dr. Bethany Perez White, Dr. Alain Hovnanian, Wes 
Kaupinen, Dr. Vincent Menard, Dr. Roger Kaspar, Dr. Thomas Magin and Dr. C. David 
Hansen.  
 

Key Leadership Meeting - Key members of PC Project Medical and Scientific Advisory 
Board met in Amsterdam on September 28, 2022, for a robust 6-hour strategic planning 
meeting, organized under the leadership of Eli Sprecher and Pierre Coulombe. The way 
PC Project will operate and approach PC research going forward was restructured and 
for the better as specific IPCC working committees were formed. We are so grateful for 
these professionals from all over the world who sacrifice their time and talents to be on 
our team. They are literally the world’s experts in our disease space and we’re only 
getting started. Michael Conneely, Pierre Coulombe, Antoni Gostynski, David Hansen, 
Robyn Hickerson, Alain Hovnanian, Roger Kaspar, David Kelsell, Edel O’Toole, Eli 
Sprecher and Peter Steijlen all contributed to this effective, strategic meeting. Not all 
members of our PC dream team were able to attend, but we appreciate them all. 
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IPCC STEERING COMMITTEE AND GENETICS TEAM 
The IPCC Steering Committee met once a month with PC Project via web meetings to 
discuss research and scientific collaborations and guide our progress. After that 
meeting, the Genetics Team met to help with unresolved cases and review and verify 
results of patients who joined the International PC Research Registry (IPCRR). If the 
target is not Pachyonychia Congenita, every effort is made to find answers and 
resources for the patient. The members of our Steering Committee and Genetics Team 
volunteer their time and are vital to the mission of PC Project.  
 
 

OTHER KEY ACCOMPLISHMENTS IN 2022 
 
UPDATED WEBSITE 
The pachyonychia.org website was fully updated to include new features and an 
improved format.  
 
PARTNERED WITH PALVELLA FOR PHASE 3 CLINICAL TRIAL 
The Palvella Vapaus Phase 3 Double Blind Clinical Trial was fully enrolled in record 
time thanks to our International PC Research Registry. Patients from both the US and 
the UK were invited to participate through newsletters and social media posts. Some 
patients attended study enrollment gathering events including the following: On 
Saturday, April 23, 2022, a group of 11 PC patients, along with their loved ones, met 
individually with Dr. Steven Kempers from the Minnesota trial site in New York City. 
Roseann McGrath and her husband, Michael, warmly welcomed patients and hosted a 
luncheon for all who came. Although this event was not sponsored by PC Project, we 
appreciate Roseann’s involvement as an official PC Project Advocate to ensure our PC 
community members were well cared for. Another clinical trial event was held August 
12-13, 2022, in Minneapolis, MN to screen patients for trial enrollment and gather with 
those who lived nearby. We sincerely thank the patients who attended these events and 
thank ALL patients in the study at various sites. Your service is a benefit to the entire 
PC community and proved that trials can effectively be enrolled through PC Project’s 
patient registry. 
 

PC LOVE BUILDERS CAMPAIGN 
Conducted a Love Builders Campaign to encourage new sustaining Monthly Donors. 
 
PC AWARENESS MONTH 
June PC Awareness Month highlighted patient experiences were published in the 
patient News Brief and on social media. 
 
GIVING TUESDAY  
The biggest fundraising day and season of the year for PC Project, #GivingTuesday is a 
global day of charitable giving fueled by the power of social media. This year’s theme 
was #StrongerTogether. 
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MEETINGS ATTENDED IN 2022 FOR EDUCATING AND PROMOTING PC 
Society of Investigative Dermatology Annual Meeting 
PC Project hosted a display table to share information about PC with scientists 
attending the SID meeting. PC Project was already in Chicago for the Annual IPCC 
Symposium and stayed an extra day for networking purposes.  
 
European Society for Dermatological Research (ESDR) 
PC Project was invited to be in a patient village and participate with the ESDR 
(European Society of Dermatology Research) Conference, September 28-30, 2022. 
Thanks to the graciousness of the ESDR leadership for the opportunity to learn, to 
educate others about PC, and network with additional doctors and scientists about 
joining the PC fight. We especially enjoyed attending sessions where PC Project was 
instrumental in research and appreciated when top researchers visited our PC display 
table. We also realized physicians are not always recognizing PC when they see it in 
the clinic, especially if their patients don’t have thickened nails. We still have much work 
to do and are grateful for the experts who are willing to learn from the patient experts. 
 
PeDRA Annual Meeting – Virtual Booth to network and raise awareness about PC 
among pediatric dermatologists. 
 

RESEARCH ARTICLES PUBLISHED 
During 2022, PC Project and IPCC Members collaborated in publishing numerous 
research articles (https://www.pachyonychia.org/research-articles/) in leading journals 
including a special PC edition of the March 2022 British Journal of Dermatology and the 
following: 

• Basset J, Marchal L, Hovnanian A. EGFR Signaling Is Overactive in 
Pachyonychia Congenita: Effective Treatment with Oral Erlotinib. J Invest 
Dermatol. 2023;143(2):294-304.e8. doi:10.1016/j.jid.2022.08.045 

• Giamarellos-Bourboulis EJ. Modulation of keratin deposition and pathogenesis of 
hidradenitis suppurativa: evidence coming from pachyonychia congenita. Br J 
Dermatol. 2022;187(5):e170-e171. doi:10.1111/bjd.21807 

• Mohamad J, Sarig O, Beattie P, et al. A unique skin phenotype resulting from a 
large heterozygous deletion spanning six keratin genes. Br J Dermatol. 
2022;187(5):773-777. doi:10.1111/bjd.21766 

• Malovitski K, Meijers O, Cohen-Barak E, et al. Heterozygous variants in the 
integrin subunit beta 4 gene (ITGB4) cause autosomal dominant nail 
dystrophy. Br J Dermatol. 2022;187(5):826-828. doi:10.1111/bjd.21774 

• Pavlovsky M, Peled A, Sarig O, et al. Coexistence of pachyonychia congenita 
and hidradenitis suppurativa: more than a coincidence. Br J Dermatol. 
2022;187(3):392-400. doi:10.1111/bjd.21674 

• Greco C, Ponsen AC, Leclerc-Mercier S, et al. Treatment of Painful Palmoplantar 
Keratoderma Related to Pachyonychia Congenita Using EGFR 
Inhibitors. Biomedicines. 2022;10(4):841. Published 2022 Apr 3. 
doi:10.3390/biomedicines10040841 

https://www.pachyonychia.org/research-articles/
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• Sharma S, Dayal S, Aggarwal K, Gowda V M V, Kaur R. Scrutinising the role of 
simvastatin in a patient of Pachyonychia Congenita with KRT6A gene 
mutation. Australas J Dermatol. 2022;63(2):e145-e149. doi:10.1111/ajd.13835 

• Tan XL, Thomas BR, Steele L, Schwartz J, Hansen CD, O'Toole EA. Genotype-
phenotype correlations of neurovascular structures on the feet in patients with 
pachyonychia congenita: A cross-sectional study. J Am Acad Dermatol. 
2022;87(5):1172-1174. doi:10.1016/j.jaad.2022.02.050 

 
 
2022 INCOME AND EXPENSE REPORT FROM 990 TAX RETURN  

 

Total 2022 Income   $ 654,819 [Page 9, Line 12a] 

Contributions     $ 567,482 [Page 9, Line 1f] 

Fundraising Events    $            0     [Page 9, Line 1c $0 plus Line 8c $0] 

Investment Income   $   86,721 [Page 9, Line 3] 

Investment Gain/Loss  $        409 [Page 9, Line 7da] 

 

2022 Total Expenses  $ 379,433  [Page 10, Line 25, Col A] 

Program Expenses   $ 324,611  [Page 10, Line 25, Col B] 

General Expenses   $   35,759 [Page 10, Line 25, Col C] 

Fundraising Expenses  $   19,063 [Page 10, Line 25, Col D] 

Expenses over/under income $ 275,386 [Page 1, Line 19, Current year] 

 
Net Assets 2019 Total           $2,290,779 [Page 1, Line 22, Current year] 

 
DONATED SERVICES AND VOLUNTEERS  
In 2022 PC Project was greatly benefited by the help of volunteers. There were also 
many hours donated by physicians, scientists and professionals who provided their 
services and expertise to PC Project.  

  Total 

DONATED SERVICES 
Estimated Fair Market Value 

3418 hours = 
$239,600.00 

Physicians, Scientists and Volunteers Hours 

IPCC Genetics Team & Steering Meeting & 
consultations 

135 

IPCC Meeting 816 

Patient Support Meeting 127 

Program services & events 260 

Program services (ED salary) 2080 
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PC PROJECT STAFF 

Janice Schwartz, Executive Director 
Holly A. Evans, Patient Support Officer 
Joanne Udy, Bookkeeper 
Kara Catan, Social Media Intern 

 
 

PC PROJECT BOARD OF TRUSTEES 

Board of Trustee Members at the end of the year were: 
Jack Padovano, Chair 
Aaron Klein, Trustee 
C. David Hansen, MD, Medical Advisor 
Kay Dee Holmes, Secretary, Board Attorney 
Jason Hunter, Treasurer 
James Rittle, Trustee 
Janice Schwartz, Trustee 
 

Board of Trustee meetings in 2022 were held February 25, May 20, August 26, and 
November 18. 

 
 


