
  

   

PC RESEARCH  
When PC Project was founded in 
2003, we could find no research pro-
jects underway for development of 
therapies for PC. Now, we gratefully 
report there are a number of scien-
tists focusing their attention on this 
rare disorder. 
• The first toxicity trial on mice 

has been successfully completed 
for a PC targeted siRNA and 
bids have been received for the 
next batch of siRNA which will 
be used for a second trial, if 
needed, and for humans.  

• Multiple consultants have been 
hired to prepare the siRNA 
package for presentation to the 
FDA and a meeting will be re-
quested within the next 90 days. 

• The skin forms a barrier which 
often prevents delivery of thera-
peutics to skin cells. Major re-
search is underway to solve this 
delivery problem. 

• PC Project has sponsored two 
trials of FDA approved drugs. 
These “off-label” use trials test 
to see if these drugs affect the 
PC keratin genes or reduce pain 
or other signs/symptoms of PC. 

• PC Project staff will meet in 
Sweden during Mar/Apr with 
Dr. Carl Swartling and the 
manufacturer of botox to review 
use of botox for PC pain and 
discuss the possibility of a multi-
center trial if the facts support 
such an endeavor. 
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January 2007 - I am very excited about the opportunities ahead. A few years ago, I had not realized how important 
information from patients is in the research process, which is really a creative process. For example, a patient sends 
in a response or a photo. This generates a new idea. Through the IPCC network, that idea is shared. Discussions 
take place in conference calls so several physicians/scientists can review. Plans are made for a test or a way is 
found to involve another scientist in a new way. Patient participation drives the research effort. Thank You! Mary 

2007 PATIENT SUPPORT MEETING 
 

JUNE 12, 13, 14, 2007 —  PARK CITY, UT  
 

We’re very excited to hold the sixth PC Patient Meeting. Park City is a spe-
cial place to us. Not only is it close to our PC Project office in Salt Lake City, 
but the Park City Yarrow Hotel is the place where in 2004, scientists from 
around the world first gathered to discuss ways to go about finding a cure for 
PC. It was at this symposium that the International PC Consortium was first 
established. 
 

There is a $50.00 non-refundable meeting registration fee per family for this 
meeting. The registration fee will be donated to PC research programs and 
will not be used for costs of the patient meeting. PC Project will provide fund-
ing for the patient meeting which includes hotel meeting facilities, meals in-
cluding 3 dinners, 2 breakfasts and 2 lunches, transportation from/to the air-
port and to off-site events, costs for physicians and scientists attending the 
meeting and all other expenses involved with the meeting. Please complete 
and return the enclosed Registration Form no later than April 15, 2007. 
 

The hotel has given us an excellent rate! Please make your own reservations 
directly with the Yarrow Hotel  (telephone 800-927-7694).  PC Project has 
contracted with the Yarrow for 60 rooms at a rate of only $79.00 per night for 
single or double occupancy. When making reservations, be sure to note you 
are part of the PC Project event and request the special room rate. 
 

For the PC Patient Support Meeting you will need to check in Tuesday, June 
12 and check out Friday, June 15 (3 nights). If you wish to arrive early or stay 
later, you can make those arrangements with the hotel. 
 

BASIC MEETING SCHEDULE 
• Tuesday, June 12 – Welcome/Reception Dinner—Yarrow Hotel Ballroom 
• Wednesday, June 13 – Workshops and classes at the Yarrow meeting rooms     
  with a special Western style dinner event near Park City in the evening  
• Thursday, June 14 – Workshops and classes at the Yarrow meeting rooms  
   with a special dinner in downtown Salt Lake City in the evening 
 

PHILIP MAZZO SCHOLARSHIP FUND— providing travel assistance scholar-
ships for the 2007 PC PSM. (See article page 4 and the Registration Form.) 
 

Also, you may want to contact the National Patient Travel HELPLINE at  
1-800-296-1217 to see if you may be eligible for assistance from some of  
the airlines. If you need a physician letter, please let us know. 
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PC PROJECT AND YOU 

You may already be aware of many 
of the services provided by PC Pro-
ject. Some of these include:  
Free Brochures —For Medical, For 
Schools and Friends, For Patients 

Publications — JID Special Issue, 
Patient Newsletters, scientific and 
medical journal articles. 

Website — The way to find PC Pro-
ject! Includes current information on 
PC. (Watch for new features coming 
in 2007.) 

Patient Message Board — A place 
to chat with friends around the world 
who are also dealing with PC for 
themselves or family members. 
Genetic Testing — Provided free of 
charge to all in the PC Registry. (See 
Dr. Leachman’s article in this news-
letter.) 
Physician Consultation — Each 
patient who participates in the PC 
Research Registry (IPCRR) has the 
opportunity to have a telephone con-
sultation with Dr. Leachman, PC 
Project Medical Advisor.  
 

In addition, as our medical advisor, 
Dr. Leachman is available to assist 
PCers. She has provided the follow-
ing help to patients in the last few 
months: 
• Disability parking referral 
• Consultation with a patient’s 

local physician regarding care 
• Telephone contact with a home 

care nurse on how to help an 
elderly PC patient 

• Completion of medical section 
on application for child care as-
sistance 

• Telephone calls and letters of 
support for disability programs 
in various countries and states 

• Email and telephone calls with 
patients who have special con-
cerns or questions 

• Letters for travel assistance for 
patient meetings 

Contact PC Project if our Medical  
Director can be of assistance to you. 

GENETIC TESTING — 
PATIENCE IS A VIRTUE 
Every patient is eager to receive his 
or her genetic test results and we are 
eager to know the results, as this is 
an important part of our research 
progress. Unfortunately, it’s not a 
simple test. Rather, it is a sequenc-
ing test in which each individual’s 
DNA sample is evaluated by exam-
ining each of the nucleotides that 
make up his or her keratin genes. 
(Nucleotides are the single building 
blocks that are linked together to 
create DNA.) This test is performed 
using DNA derived from patient 
blood in Drs. McLean’s and Smith’s 
laboratory in Dundee, Scotland.  
 

First, DNA must be removed from 
the blood cells and then the blood 
must be “sequenced.” Sequencing 
means that every nucleotide within 
the gene of interest must be identi-
fied. Sequencing of the keratin genes 
requires that a very large number 
(thousands) of nucleotides be exam-
ined. Any genetic test can basically 
have three possible outcomes: 1) a 
mutation is found that explains the 
clinical picture seen in the patient, 2) 
a mutation is found, but it is uncer-
tain if this mutation explains the 
clinical picture or not, or 3) a muta-
tion cannot be found. 
 

To try to make the process most effi-
cient, the “hotspot” areas that are 
most likely to have a mutation are 
tested first. If no mutation is found, 
then the laboratory tests larger ex-
panded areas of all the keratin genes. 
If no mutation is found in these tests, 
another gene that can cause similar 
symptoms to PC (connexin 30) is 
tested. Running all of these tests can 
take quite some time, and until a 
mutation is found, no information is 
available.  
 

If, despite all of the sequencing re-
sults obtained, a mutation has not 
been found, we do not give up. 

There are other genes, called 
“candidate genes,” that can be tested 
and these are considered. Also, if 
there are several members with PC 
in a family, other experiments can be 
done using DNA from affected and 
unaffected family members to try to 
locate where the mutation might be. 
Then these areas can be searched for 
new candidate genes to test. Suffice 
it to say, if you have not received a 
result, it isn’t because we are not 
looking.  Because we never give up 
trying to identify a relevant muta-
tion, and because the amount of 
work required to find a mutation 
may be great, it can occasionally 
take years before progress that we 
can report to you has been made. 
Please realize that we are working 
for you and that if you haven’t heard 
anything about your test it means we 
are having trouble finding your mu-
tation, not that we have forgotten 
you or lost your sample!  
Sancy Leachman, MD, PhD, 
PC Project Medical Director 
 
NOTE—If you have requested test-
ing and your mutation has not yet 
been identified, please know that 
your participation is very beneficial 
to PC research. The “no find” results 
lead to further questions as physi-
cians and scientists study the simi-
larities in symptoms (from your pho-
tos, your questionnaire responses 
and consultation discussions) be-
tween your case and that of others. 
These are powerful discussions as 
we try to further the knowledge of 
PC and seek treatments. 
 
PC TREATMENTS: HOW 
TO KNOW IF THEY WORK? 
PC Project and the International 
Pachyonychia Congenita Consor-
tium (IPCC) are collaborating to 
create new and effective treatments 
for PC.  We are also searching for 
existing treatments that can make a 
difference to PC patients right now.  
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One challenge is to determine 
whether a treatment is actually effec-
tive. Can’t we just try a treatment on 
a PC patient and see if they say they 
get better? For a variety of reasons, 
the answer is ‘no’ that will not work. 
 

First, there is a variety in PC from 
one patient to another due to the type 
of mutation the patient has, the loca-
tion of the mutation on the keratin 
gene, and also the patient’s underly-
ing genetic background and the envi-
ronment in which they live. This 
creates a complex group of individu-
als so that something that helps one 
patient may or may not help another. 
 

Second, for new drugs now being 
developed, the FDA will not be sat-
isfied that something is effective just 
because a few patients say so – we 
must be able to give them hard data. 
So, what counts as “hard data?” We 
are currently working on three major 
ways to provide hard data: patient 
treatment questionnaires, photogra-
phy, and measurements of keratin in 
foot shavings. In each of these meas-
urements, we hope to show that 
there is a definitive change after 
treatment with the drug.  
 

Other, more sophisticated and quan-
titative measures may also be 
needed. These may include (a) im-
proved imaging of the skin on the 
foot using technologies such as 
sonograms or MRI, (b) pedometry 
measurements to track the amount of 
walking taking place, or (c) a direct 
measure of pain (for example by 
applying pressure to the bottom of 
the foot and testing the levels of pain 
a person can tolerate). 
 

With the help of several PCers we 
have developed a treatment ques-
tionnaire which addresses everything 
from the way skin and nails look, to 
the amount of pain experienced, to 
quality of life measures. We are now 

giving these a “trial run” on some 
PCers to see if they will be as useful 
as we hope.  
 

We are also developing a very accu-
rate and sensitive test to see how 
much keratin is present in PC shav-
ings from the feet. In this test, we 
hope to show that the amount of af-
fected PC keratin (e.g. K6a, K6b, 
K16, or K17) decreases after treat-
ment with a PC medication. These 
tests are on-going and began with 
samples collected from a number of 
PCers in Niagara Falls and Dundee. 
 

Please stay tuned. The development 
of these tests requires a great deal of 
time, effort and funds. We may be 
approaching you for additional ideas 
and participation in refinement of 
the tests in the future. Hopefully, 
once a new drug becomes available 
for a trial in PC patients, we will be 
prepared to measure whether it 
works. Thank you for all of your 
assistance in this on-going effort! 
We couldn’t do this without you! 
Sancy Leachman, MD, PhD, PC 
Project Medical Director 
 

UNDERSTANDING YOUR 
GENTEIC TEST REPORT 
What does your mutation report tell 
you? Why is it important? There are 
at least three things your mutation 
report tells you. 
1. Which gene is affected. Is itK6a, 

K6b, K16 or K17? 
2. The amino acid change. K6a 

N171K means that on gene K6a, 
at site 171, which should be N
(Asparagine) is replaced with K
(Lysine). 

3. The site of  the mutation on that 
gene. We are preparing a tool 
that will quickly show you the 
correlation of sites 
between the four 
known PC genes. For 
example, these sites 
are all in the same 
location on the gene 
but just on different genes. 

 

PC researchers study these factors 
and other data from PCers. All of 
this information is important in re-
search planning and in understand-
ing and identifying factors that may 
help in the quest to find a cure.  

 
 

PC PATIENT  
REGISTRY (IPCRR) 
 

As research is being 
planned, PC Project is con-
stantly asked for statistics 
and trends. Is there already 
a treatment that patients 
find helpful? Do we have 
enough PCers for a clinical 
trial? How many PCers are 
there with mutations in a 
specific gene, or at compa-
rable sites on different 
genes? How many different 
families have the same mu-
tation? Is the main problem thick nails 
or painful feet? Where are patients 
and physicians located who are par-
ticipating with PC Project?  

If you are registered, it is to your ad-
vantage to be certain every family 
member is part of the IPCRR. Your 
numbers count and make a difference. 

 S TA TIS TIC S  -  D e c  2 0 0 6                

0

5 0

100

150

2 0 0

2 5 0

3 0 0

3 5 0

4 0 0

4 5 0

Dec-03 Jun-04 Dec-04 Jun-05 Dec-05 Jun-06 Dec-06

K6a 171                 
K6b 171                 
K16 125                 
K17  92  

123 Families 
389 PCers  

133 Questionnaires  
125 Consultations  
 76 Families have   
genetic test  results 

    256 Missing 
    Please Register 
   We Need You 
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PHILIP MAZZO, SR. 
SCHOLARSHIP FUND  
On November 25, 2006, Philip 
Mazzo, Sr. grandfather of PCer 
Nicki Smith, died unexpectedly. 
Many of us enjoyed meeting Philip 
(and his wife, Marge) at the 2005 
PSM in Niagara Falls. Philip’s fam-
ily, including Nicki’s parents Tom 
and Mary Smith, set up for dona-
tions to charity in lieu of flowers. PC 
Project has received a total of $1,480 
in donations to this memorial. 
 

With these funds, we have estab-
lished the Philip Mazzo, Sr. Schol-
arship Fund to assist families with 
travel costs for the 2007 Patient Sup-
port Meeting. 
 

To apply for scholarship funds, 
please submit a short essay (100 
words or less) on ‘Why I Want To 
Attend the PC PSM.’ Awards will 
be made in amounts from $100 to 
$350 per family. In the future, the 
essays may be used in PC fundrais-
ing and educational publications. 

2006 Income 
 
 
 
 
 
 
 
 

ShopForHealth $36.00 
iGive Shopping $92.00 
Ebay Sales $1,049.00 
Interest Income $1,999.00 

NIH Grant $36,906.00 
Donations $98,843.00 
Sponsor $502,958.00 

 $641,883.00 

PC Patients and PC Families 
Helaine Alessio 
June F. Alessio 
Suzanne Barrall 

Sylvie Cierpucha 
Russell & Linda Clark 

Paul Farrow 
Nicholas & Joan Filoso 
Tony & Teresa Hurley 

Katri-Anna Lehto 
Jennifer & Jim Marcinko 

Mike & Roseann McGrath 
Jack Padovano 
Darlene Perry 
Erin Sarofim 

David & Janice Schwartz 
Iina Soininen 
Dianna Taylor 

Annette & Eugene Wilson 
David A. Wittmer 

 
IPCC Members 
Roger L. Kaspar 
Sancy Leachman 
Matthias Schmuth 

Other Donors 
Zurich Foundation 

ARB, Inc 
Melvin & Dorothy Arochas 
Frank and Virginia Barker 
Armen & Ruth Basmajian 

Jean Bennett 
Norbert R. Bunt 

Lee and Elizabeth Davis 
Anthony & Nichol Del Rosso 

Robert & Lynn Fecci 
Julie Gulden 

Lynard C. Hinojosa 
Richard and Joann Janson 

Iva Mae M. Jones 
Deborah Knies 
Marge Kramer 
Thomas Kresky 

George & Eileen Kuzma 
Miriam Lantiqua 

Louise S. Lee 
Victoria Lindsey 

Lawrence W. Livoti 
Robert Mazzo 

Maureen & Tom McKeon 

Joseph J. Messina 
Gene & Jeanmarie Messner 

Joyce Milano 
Brandan & Kim Mulligan 

Janice Parisi 
Edwin and Arlene Parrasch 

Robert & Pat Parrasch 
Lucille Pecci 

William D. Prachar 
Steven D. Prager 

Bruce Michael Ricciardi 
Rose Rock 

James Saluzzi 
John Scancarella 
Joel M. Schwartz 

Steven & Amy  Schwartz 
Ron and Robin Smith 

William J. Smith 
Fran Sotille 

Mary Stanley 
Local Union #855 United Assoc 

Sam & Elizabeth Vasile 
Robert and Joan Wendell 

Wendy Wheeler 
Frank Zuppa 

2006 Donors
 

2006 Expen ditures

$33,820
$5,925

$112,96 7

$276,37 5

$16,420

$8,275 $23,535

Suppo rt & Opera tions  $33 ,820

IPCC &  Scientif ic Mtg $5,925

C linical trials $1 12,967

Grant s Award ed $2 76,3 75

IPCRR $ 16,4 20

Medical A dvisor $ 8275

Patie nt Sup port M tgs $23 ,535

2006 PC PROJECT  
FINANCIAL REPORT 
We appreciate so much the support 
of so many during 2006. Each dona-
tion of any amount is important in 
maintaining our public charity status. 
We appreciate those who have set up 
fundraisers and gotten matching 
funds from corporations. THANKS! 
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2007 PC PATIENT SUPPORT 
MEETING OVERVIEW 
Tuesday, June 12, 2007 
After registration in the afternoon 
we met for a lovely dinner. A brief 
program included the announce-
ment of the essay contest  winners. 
Nikki Smith, first place winner, 
read her touching essay on “Why I 
Want to Attend a Patient Support 
Meeting.” Scholarship awards to 
help with travel to the meeting 
were given totaling $1500 through 
the Phillip Mazzo Memorial 
Scholarship Fund. An after-dinner 
mingle and children’s activities 
concluded the evening.  

Wednesday, June 13, 2007 
Morning Children’s Program   

The children divided into two 
groups with ages 1-6 and ages 7-12. 

Their programs on 
Wednesday included 
activities to learn 
about PC, genetics 
and DNA, as well as 
crafts, games and 
activities for each 
age. The morning 
ended with a special 
magic show. 
 
Adult Sessions 
After a full buffet 
breakfast, the adults 
met for presentations 

from our scientists and physicians.  
Welcome from PC Project 
 – Mary Schwartz 
What is PC?  
 – Sancy Leachman 
All About DNA  
 – Robyn Hickerson 
Genetics of PC 
  – Frances Smith 
Research in Dundee  
 – W. H. Irwin McLean  
Research at TransDerm  
 – Roger Kaspar 

WINNING ESSAY  
Dear P.C. Founders: 
I would love to go to P.C. meetings because I want to help support 
the foundation so that doctors can find a cure. I also would love to 
meet some new friends who might have P.C. or their family member 
might have P.C.  

It’s also cool that the meetings we have are always in different 
places around the world and I can’t wait to meet all my friends again 
at the next P.C. meeting in Utah. All thanks to these meetings I have 
met two friends that I always keep in touch with. I also think it is so 
cool that since my family and I have sent in money to P.C. instead of 
flowers you are sending out money to try and help families who 
don’t have enough money to fly over to the meeting.  

Sometimes I just don’t like my condition but then I think again and 
remember that I am only one out of not that many of kids in Amer-
ica. I know that we can’t run a lot but we are still part of this world 
and do anything other kids can do if we try! Like for example I have 
P.C. but I try and tough it out and I play softball, basketball, volley-
ball, cheerlead, and just play games with my friends. I tried soccer 
but my feet couldn’t take it so I finished the year and never played 
again! That’s just me but kids who have P.C. shouldn’t just leave 
themselves out of stuff they should try things. So again I think this is 
awesome what you are doing and thanks for helping us out.  

From PCer, Nicole Smith 
Thanks to our essay judges from Brigham Young University. 

 

Kids Group 1 
Ages 1-6 

Smiles all around! 
These are adorable kids! 
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Wednesday Afternoon Session  
Everyone traveled a few miles 
from Park City to the Schwartz 
Cabin in nearby Heber City. 
Group Meetings were held for 
PCers to meet with others with 
mutations in the same gene and 
with physicians as well as resi-
dents from the University of 
Utah.  
 
The afternoon also included 
Wild West Events for kids of all 
ages including fishing, playing 
at the pond, exploring the river 
and lots of visiting inside and 
outside the cabin. 
 

Kids Group 2 Ages 7-12 
Ready for the Western Adventure 

!The Kid’s Corner!  
 When I, of all people, was asked to write an article discussing the PC Kid’s Program at the 
Patient Meeting, I was a bit surprised, but I accepted. Now here I am typing on my computer, gath-
ering my thoughts as I prepare to tell you about my experiences of the 2007 Patient Support Meet-
ing.  
 When I had finished my dinner that first night, Janice Schwartz came up to me and gave me 
a puzzle piece and told me to write or draw some things about myself on it such as my eye color 
(blue), my favorite school subject (creative writing) and other random things. When I decided I was 
done, I wandered over to the kid’s section. I was then instructed to introduce myself using my puz-
zle piece and to lay down my piece in a partially completed puzzle. This was to make us feel like we 
were important pieces in the PC puzzle. Soon enough, I was playing fun games and getting prizes.  
 But alas, all things must come to an end, and about an hour after I had put my puzzle piece in, 
I was in my hotel room preparing for bed. 
 The next morning after breakfast, I went to the older kid’s room. There we had a review of 
what PC is. Then Dr. Hickerson gave a great report on how PC works. Then we did fun crafts and 
games. The most remarkable craft, in my opinion, was making marshmallow guns. Dave Schwartz 
came in and gave us all the parts and taught us how to make them. He was really neat and funny.  
After we all decorated our guns, we took turns aiming them and boasting that our individual guns 
would shoot the most, shoot the farthest and other boasts. Later that day, all of the kids went to 
the “Wild West Ranch.” There we shot marshmallows with our guns, fished in the pond, squirted 
cans off of a fence with a water gun, and just generally had a ton or two of fun! 
 I can’t remember a lot about the last day of the patient meeting, but I do remember that we 
made more fun crafts. We also had a discussion on how we feel and how we deal with PC where we 
got sea anemones.  Last but not least, a really fun Mad Scientist came. He taught us all about scien-
tific stuff and we even made goop! 
 All in all, the kid’s older group was terrific and I look forward to going again to a PC Patient 
Meeting.  --- Anonymous  
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Following a western barbeque din-
ner, we gathered near the campfire 
for some very fine fiddling by Bra-
man Merayo, a young man (eight 
years old!) who is definitely a star. 
He could play every tune we asked 
for!  

Thursday Dinner and 
Program. We went by bus 
to downtown Salt Lake 
City for a very brief tour of 
the area.  
 
Before the dinner our 
amazing kids helped to 
present some thank you 
gifts to our participants. 
 
After dinner, there were 
many hugs and tears and 
fond farewells to dear PC 
friends and families. 

Thursday, July 12, 2007 
The children’s program continued with 
more fun activities, the PC Kid’s Dis-
cussion and the Mad Scientists presenta-
tion.  
 
Adult Morning Sessions: 
PC Basic Care   
  – Sancy Leachman  
 – Janice Schwartz 
Cells, Science & PC Treatments 
 – Edel O’Toole 
Different Doctors: What they Do 
 – Leonard Milstone 
Physician Panel (Q&A session) 
 – Peter Hull 
 – Sancy Leachman 
 – Leonard Milstone 
 – Edel O’Toole 
Finding a Cure: Pathway to Clinical 
Trials 
 – Sancy Leachman 
 
Thursday Afternoon Session 
Patient Discussion  
 – David Fowler 
 – Roseann McGrath 

The presentations from the Patient Support Meeting will 
be posted on the special Patient Only website at  
www.pc-project.org/PATIENTS. This site is available to 
everyone who has participated in the IPCRR. If you’ve 
forgotten the Username or Password, please email me. 
Also, photos from the meeting are being shared and 
posted on the protected Patient Only site. 

Western Adventure 
Fun At Heber Ranch 
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SUMMARY 
This patient support meeting was our 
largest gathering ever. With 46 
PCers, plus their family members 
and a dozen doctors and scientists, 
we had a total of about 130 people. 
As we arrived, we were pleasantly 
surprised to see “PC” in large letters 
on the mountains above us. While it 
is possible these were for Park City 
— we think this was really a wel-
come for our PC meeting! 
 
We give our great thanks to those 
doctors and scientist who taught us 
and who participated with us. Above 
all, we appreciate our PC friends 
who attended – we are all better peo-
ple for having spent a few days with 
you! 
 
PC PROJECT: 
SPECIAL REPORT 
Mary Schwartz, Director 
Energized by the exceptional oppor-
tunities at the Park City Patient Sup-
port Meeting held in June 2007, 
three PCers volunteered to lead  a 
‘strategic planning’ session for PC 
Project. David Fowler, Stephen Ji-
ang and Jack Padovano traveled at 
their own expense to Salt Lake City 
for these initial meetings held July 
13-14. Janice Schwartz and Mary 
Schwartz also participated in the 
meetings. Sancy Leachman and 
Robyn Hickerson gave input as well. 
The vision is exciting and there is a 
place in the future for each and 
every PCer and their family and 
friends.  
 
Background. Since 2004, PC Pro-
ject has been a fast-moving, effec-
tive advocacy organization able to 
foster research and support activities 
for those with Pachyonychia Con-
genita. At the outset, there were no 
research efforts focused on PC and 
very few scientists or dermatologists 

were aware of this ultra, ultra rare 
disorder.  
 
The scope of PC Project has now 
grown to include  
• an informational website,  
• an interactive patient message 

board, 
• annual Patient Support Meetings 

in the U.S. and abroad,  
• nearly 450 PC patients in 28 

countries in contact with PC 
Project, 

• an IRB-approved PC registry 
with 150 PCers who have re-
turned data questionnaires, 

• on-going genetic testing for all 
PC patients who wish to partici-
pate, 

• the International PC Consortium 
which conducts annual scientific 
symposiums with reports of 
leading-edge research each year,  

• partnership with TransDerm, 
Inc., a biotech company devoted 
to PC-related research.  

 
Our MSAB (Medical and Scientific  
Advisory Board)  members have 
been a key factor in directing us to 
the most effective scientifically-
based efforts and a successful pa-
tient-research-physician collabora-
tion. The relationship with these es-
sential leaders is unique. Our deep-
est appreciation to these individuals 
who have made the difference for 
our efforts: Sancy Leachman 
(Chair), Birgit Lane, Roger Kaspar, 
W.H. Irwin McLean, Leonard Mil-
stone, Frances Smith and Dennis 
Roop. With their vision and effort, 
PC Project has quickly moved for-
ward to seek treatments and a cure 
for PC patients worldwide.  
 
As an unpaid volunteer, I have 
served as PC Project Director with 
some very limited part-time clerical 
assistance. It is time to now reach a 

new stage for PC Project where we 
can continue to flourish in our ef-
forts as a powerful advocacy group 
and also add additional strengths and 
activities. We have recently posted 
job openings for two full-time paid 
staff members. Over the next weeks, 
we will provide further information 
about these positions and the new 
staff members. 
 
As PC Project grows we will want to 
involve paid professional staff. At 
the same time, we don’t want to lose 
the passion and dedication that has 
brought us success. To achieve this, 
we will need funds to meet these 
expenses we have not previously had 
to pay. 
 
In this Newsletter, I want to outline 
the general ideas discussed at the 
strategic planning sessions. The  
diagram on the next page shows in 
blue the existing organization in 
place at PC Project. The white boxes 
are areas of proposed growth for PC 
Project. This is not finalized, but is a 
proposal. Comments are welcome 
and we will be circulating this pro-
posal to our Board of Trustees and 
MSAB members for their input as 
well.  
 
Board of Trustees. The Board of 
Trustees legally have oversight re-
sponsibilities for PC Project. Cur-
rently the PC Board of Trustees has 
seven members. Board of Trustee 
members are listed on the website 
and have responded to every request 
by PC Project. They are unpaid vol-
unteers. 
 
The strategic plan would expand the 
board to include no more than 15 
members with specific skills 
including science, medicine, law, 
communications, public relations or 
marketing, finance and members at 
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large. The strategic plan calls for 
active participation by Board of 
Trustee members.  
 
International PC Groups. We cur-
rently have a PC group which has 
formed in France, and a non-profit 
PC UK being formed in the UK. 
These groups are working closely 
with PC Project in fundraising, in 
supporting the PC Registry, Patient 
Support Meetings and other actions. 
PC is too rare to risk any divisions 
and we want to be certain we  
address the needs of PCers in each 
country and all languages.  
 
The idea is to create a place within 
PC Project  so that as we grow the 
leaders of international groups can 
meet together, remain connected and 
be united in our cause.  
 
Honorary Board. It was suggested 
at the strategic planning session that 
it is sometimes helpful to have sup-
port of those who simply ‘lend their 
name’ to your cause — those well-
known enough to make a positive 
difference if associated with PC Pro-
ject. 
 
MSAB. As mentioned, the seven-
member Medical and Scientific  
Advisory Board has been vital in all 
our efforts. The frequent input they 
provide is essential. We hope to re-
tain the interest and involvement in 
PC Project of each MSAB member. 
 
IPCC. The International PC Consor-
tium is a group of scientists and phy-
sicians who have agreed to collabo-
rate in regard to PC research. 
Formed in 2004 at the first PC Sym-
posium, the group has grown to over 
50 individuals. In 2007, we held an 
IPCC Focus Meeting. To make the 
IPCC more effective and dynamic, 
we have organized ‘IPCC Working 

Groups’ with specific functions for 
each. These groups will serve for a 
year and will be reviewed and evalu-
ated at the time of the annual IPCC 
meeting in 2008. Additional groups, 
such as a Physicians Network, will 
be formed as needed. 
 
PAB. It is recommended that we 
have a PC Patient Advisory Board. 
This board will assist in leading Pa-
tient Working Groups to handle vari-
ous tasks needed at PC project. 
Some examples or working group 
projects include: 
 
*Patient Outreach: We want to have 
trained and certified ‘Patient Advo-
cates’ who can assist other patients 
as needed. The working group will 
assist in designing, developing train-
ing for this program. 
 
*Patient Support Meetings: We want 
to have a ‘Local Arrangements 
Committee’ for each PSM. We will 
also have a ‘Program Committee’ 
for each meeting to assist in select-
ing speakers and presentations.  
 

*Educational Materials: We want to 
continue designing and developing 
informational and educational mate-
rials (including dvd’s and printed 
materials in various languages)  
regarding PC. 
 
*Newsletter working group: Assist 
in gathering information, writing 
articles and producing three patient 
newsletters each year.  
 
*Translation working group: Assist 
in translating PC materials into lan-
guages other than English as needed. 
 
The above are just examples. As you 
can see, these groups will form 
around specific tasks and their lead-
ers will serve on the PAB. 
 
SUMMARY. Stephen Jiang has 
compiled the notes from the initial 
strategic planning sessions for re-
view and input from our MSAB, 
Board of Trustees and others. Our 
goal is to complete this process by 
the 2008 Patient Support Meeting so 
that discussion and action can take 
place during that meeting. 

Board of Trus tees
Intern ational
PC Groups

Honor ary
Board

MSAB PAB

IPCC

Director
Assis tant
 Director

IPCC Working Groups

Patient
 Workin g Groups

                           Strategic Plan for PC Project Growth 
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PC PROJECT 
INTERNATIONAL NEWS 
France 
The PC Patients in France have been 
successful in locating one another. 
We recently received nine (9!) new 
patients in the Registry and today we  
received an email that five (5) more 
are being sent. Because of this won-
derful effort headed by Sylvie Cier-
pucha (with Emilie Guiziou and oth-
ers), we have been able to reach a 
collaboration with physicians at the 
French National Center for Rare 
Diseases. Our consultations with the 
French patients will now be with a 
French physician along with Dr. 
Leachman! This is a major achieve-
ment and will ensure that as we 
move forward to clinical trials, we 
will be able to obtain the needed 
physician support for those in 
France. The link is at pachyonychie-
congenitale-lecoeuraupied.com. 
 
PC UK 
With the encouragement, direction 
and assistance of Prof. Irwin 
McLean and his staff, a PC UK has 
been formed. More information will 
be available as this group moves 
ahead. Prof. McLean sees this as a 
good opportunity to encourage dona-
tions from the UK which are often 
matched in grants to the charity. It is 
so kind of Prof. McLean to encour-
age this effort. 
 
FUNDRAISING 
**SPECIAL STARS** 
At the PSM, Russell and Linda 
Clark presented PC Project with a 
bowl full of coins. They have a pro-
ject to drop all their loose change 
into the bowl and regularly donate. 
What a simple and super idea! 
 
The Smith family of Bergen County 
presented PC Project with a letter 
designating the PC Project charity as 

one of five charities to benefit from 
their county baseball fundraiser this 
year. Approximately $5,000 will be 
forwarded with part to be used for 
the Philip Mazzo Scholarship Fund 
and part for the research fund. 
 
Roseann and Mike McGrath sent an 
email to family members encourag-
ing donations to PC Project. There 
has been a generous response to this 
request. 
 
When a relative died, the Marcinko 
family asked that donations be made 
to PC Project in memory of John 
Joseph Cain. We were very grateful 
to receive donations from family 
friends of Mr. Cain. 
 
And… there is a Grandma who 
sends a check for $25 every month 
with the hope that the research will 
help her little grandchild. This just 
motivates everyone to work even 
harder! Thanks so much. 
 
Finally, following the recent PSM, 
we have received donations from six 
different patients who attended the 
meeting. Each sent a wonderful 
thank you message. Those funds will 
be cherished and used to keep the 
work moving forward. Again, thank 
you one and all! 
 
IPCC MEETING 2008 
Hefei, China 
PC Project sponsors the IPCC, an 
international consortium of physi-
cians and scientists willing to col-
laborate in PC-related research ef-
forts, clinical trials and other activi-
ties designed to ‘find treatments and 
a cure for PC.’ 
 
The IPCC has accepted an invitation  
from Dr. Xuejun Zhang, President of 
the Chinese Association of Derma-

tology and President of Anhui Medi-
cal University to hold the 2008 
meeting in Hefei, China. We have 
asked that a group of Chinese pa-
tients also be invited so that we can 
initiate a small patient support meet-
ing for the first time in China. 
 
We are looking for one or two PC 
Patient Advocates who may be inter-
ested in attending this meeting to be 
liaisons with the Chinese patients. 
Translators will be provided by the 
university. To qualify the applicant 
should (a) have completed participa-
tion in the IPCRR (b) have attended 
a prior Patient Support Meeting.  
 
Also, the applicant should submit an 
essay of 300 words or less indicating 
how their attendance at the meeting 
will benefit PC Patients and the 
goals of PC Project. PC Project will 
provide $2,000 towards expenses for 
each Patient Advocate selected. 
 
PC Project is also sponsoring up to 
16 physicians/scientists to attend this 
meeting. The application process is 
similar. 
 
2008 PATIENT SUPPORT 
MEETING  
July 15-17, 2008 
Atholl Palace Hotel 
Pitlochry, Scotland  
Prof. Irwin McLean and Frances 
Smith are again hosting our 2008 
meeting. Suzanne Barrall, recently 
visited the site and is enthusiastic 
about this setting for the meeting. 
The conference fee of £50 or $100 
per adult (children under 18 are free) 
will include three nights at the hotel, 
plus Tuesday dinner, breakfast, 
lunch and dinner on Wednesday and 
Thursday and all conference ses-
sions and events. More details at: 
http://www.pachyonychia.org/Events.html 
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RESEARCH PROGRESS 
Mary Schwartz 
Among the most exciting news at 
the recent Patient Support Meeting, 
was the explanation of the siRNA 
treatments and the upcoming clinical 
trials.  
 
I thought it would be helpful to out-
line the pathway we have been fol-
lowing, the decisions that have been 
made, and the schedule ahead. 
 
At every scientific conference I at-
tend, I am told that to develop a sin-
gle drug takes “10 to 12 years and 
from $100 million to $10 billion.” 
This is overwhelming. Of course, 
that type of funding is not available 
to the PC market (there is no com-
pany interested in so few patients 
and so little potential return on their 
investment).  
 
In spite of this, we have a ‘good 
news’ report on our progress and I 
hope by sharing this it will encour-
age you, give you solid hope for 
what we are doing, and help you to 
get a little sense of the day-by-day 
efforts being made in PC research. 
Nothing is for sure. Research may 
work well in cells and in animal 
models and not work in humans. We 
have to go forward to find out. At 
every point, we involve the smartest, 
most knowledgeable and caring 
minds available to give us input and 
help us make decisions. 
 
I also want to let you know that as 
fast as we are moving forward, I re-
alize it is a still a slow process for 
patients. 
 
February 2004—at this time, no 
research efforts at all were focused 
on PC. Although Prof. McLean and 
Dr. Smith had identified the genes 
causing PC as early as 1995, little 

had been done to move that knowl-
edge towards treatments for PCers. 
At the 1st IPCC meeting, the ques-
tion was ‘what is the most direct 
pathway to a PC treatment?’ There 
were a number of things discussed. 
One major issue is the challenge of 
delivering large molecules to the 
skin (not through the skin which 
may be more easily achieved). 
 
Initial grant proposals were received 
and several approaches were pur-
sued including the development of 
siRNAs. Funding was obtained to 
establish TransDerm, a biotech firm 
focused on PC-related research, and 
the collaborations were strengthened 
among the key scientists and physi-
cians. 
 
May 2005—At the 2nd IPCC meet-
ing Roger Kaspar, CEO of Trans-
Derm, announced the discovery of 
an siRNA that specifically inhibits 
one of the PC mutations in K6a and 
which does not affect the normal 
K6a. It was agreed at the IPCC 
meeting that the best pathway to the 
treatment was to pursue siRNA for-
ward towards a clinical trial. 
 
A great deal of effort was put into 
seeking an NIH (National Institutes 
of Health) grant to fund the develop-
ment of the siRNA to clinical trials. 
The grant was not funded. 
 
May 2006 — tests at TransDerm 
continued to show efficacy of the 
siRNA in cells and in experiments 
with mice using ‘tagged’ siRNA.  
Many conference calls and meetings 
and discussions took place during 
this time as a second siRNA was 
discovered by Frances Smith which 
inhibits all K6a (both mutant and 
wildtype/normal K6a). Which 
should be pursued? The PC Project 
MSAB leaders weighed pros and 

cons of each different approach.  
 
PC Project agreed to try to fund both 
if that was possible. The cost of tak-
ing each drug forward is approxi-
mately $1,200,000 or more each — 
even with all the donated time and 
special considerations we are receiv-
ing, but we agreed to pursue both the 
mutant-specific and the second 
siRNA.  
 
However, when the mutant-specific 
siRNA for the required animal-
toxicity testing was available, the 
group decided not to delay, but to 
move forward with that testing and 
continue to evaluate the best path-
way — what will bring the best re-
sults to all PCers with the most  
effective use of time and funding? 
 
With further consideration by the 
MSAB members, it was felt that it 
would be better to take just one drug 
at a time. It was felt and has proven 
true, that we will learn what has to 
be done and be much more effective 
with future siRNA applications. 
Also, delivery continues to be the 
central issue. We need something 
better than injections twice a week 
into small areas of the foot. That is 
all we have permission from the 
FDA to try at this time. If we can 
show that this siRNA is (a) safe (b) 
effective, we will be in a better posi-
tion for every other siRNA. The lo-
cation of patients and physicians was 
also a consideration. You cannot 
imagine how important the IPCRR 
registry is in these conversations!  
 
May 2007 —The initial toxicity 
tests in mice showed good results 
and it was decided to apply for FDA 
(US Federal Drug Administration) 
approval for the first siRNA. It is not 
possible to adequately describe the 
effort and hours that went into the 
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FDA application for the IND 
(Investigational New Drug). We suc-
ceeded in obtaining a pre-IND meet-
ing with the FDA on May 1st and 
they gave approval for our proposed 
clinical trial based on (a) completion 
of drug manufacture to FDA GMP 
(Good Manufacturing Practice) stan-
dards required for human use (b) 
additional testing to ensure quality, 
limited clinical trial with one patient, 
in one small area of one foot for 28 
days. If this shows no toxicity then 
(c) conduct the second toxicity trial 
in another species other than ro-
dents, such as rabbits. We were so 
pleased to get the input and encour-
agement from the FDA. They told us 
we are the first ever application for 
an siRNA for a skin treatment.  
 
We then got bids from companies 
that manufacture siRNAs at a 
‘GMP’ standard that will allow the 
drug to be tested on humans. We 
selected Agilent in Colorado. The 
cost of about 50 grams of just the 
drug substance is approximately 
$600,000.  
 
Every two weeks, we have progress 
calls with the manufacturer and with 
a host of consultants (chemists, tox-
icity, process consultants and more).  
 
If we succeed in manufacturing the 
drug substance by mid-September, 
we then have to go through the 
‘sterile fill/finish’ process (probably 
using the University of Iowa facility) 
to produce the final ‘drug product’ 
— in vials for injection into the foot. 
We don’t have the bids as yet for the 
cost of this step, but we anticipate it 
will be in the tens of thousands of 
dollars. 
 
Before we can actually proceed to 
the clinical trial, we have to submit 
everything to the FDA for actual 

approval. For now, the FDA has 
only said that we can move forward 
to make the application and manu-
facture the drug for their final re-
view. 
 
If approved by the FDA, we antici-
pate the first clinical trial for a PC 
treatment will begin in January 
2008. This trial will involve one pa-
tient receiving injections into a small 
area of one foot, twice a week for 14 
weeks. The human trial has to match 
the trial that was done on the mice 
so it is very limited.  
 
We are very fortunate that Dr. Sancy 
Leachman has successfully obtained 
IRB (Institutional Review Board) 
approval from the Univ of Utah to 
treat one PC patient. This is a major 
step and she worked very hard to 
achieve this required approval.  
 
If the first ‘human’ trial goes well, 
we will most likely be required to do 
the second toxicity testing before we 
can proceed. The cost of the second 
animal toxicity testing will be about 
$175,000. 
 
Additional PC siRNAs have been 
discovered by Frances Smith, our 
PC CDA awardee. There is an on-
going collaboration with the Dundee 
research team, Dr. Leachman, the 
other IPCC members and the Trans-
Derm researchers, Roger Kaspar and 
Robyn Hickerson. Everyone agrees 
that the scientists know how to dis-
cover and develop the siRNAs we 
need.  
 
Our challenges now are (a) manufac-
ture to meet the FDA requirements 
and (b) the BIG challenge — 
‘delivery’ — which was mentioned 
at the first IPCC meeting. We are 
thrilled that wonderful progress is 
being made in ‘delivery’ research at 

TransDerm. They are working on a 
‘GeneCream’ and also on disolvable 
‘needle arrays.’  
 
Until those injections start in Janu-
ary, we don’t know exactly what’s 
next. There are three additional adult 
patients who have agreed to this 
clinical trial — but before they can 
participate, the trial has to prove 
safe. This first trial really isn’t about 
‘effect’ — it is all about safety. We 
want it to show effect, but the FDA 
requires that we show it is safe. 
 
If the trial with one patient goes 
well, we are very fortunate to have a 
collaboration with another physician 
in another country where there are 
three patients with this exact muta-
tion. Depending on the U.S. results, 
we hope to be able to move forward 
to future testing with those patients. 
 
If this first siRNA proves safe (and, 
of course, we hope, hope, hope it 
also shows some effect), we expect 
many additional things to happen 
over the next few years — we see 
this as a huge breakthrough for PC. 
But we don’t really know for sure 
what’s going to happen with this 
trial. That’s why it is a trial.  
 
As I look back now to last Septem-
ber when I wanted to move forward 
with two siRNAs that were ready, I 
realize how much better this plan is. 
I see many developments in delivery 
that may be in place before the next 
trial begins. Also, Prof. W.H. Irwin 
McLean has a current research pro-
ject underway which may be able to 
show that the K6a gene is not neces-
sary (i.e. missing in some person(s) 
with normal skin). If this evidence is 
available, it will make FDA ap-
proval in the US and elsewhere 
much easier and may reduce the 
costs/testing/etc. 
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I’ve given you my brief summary of 
what we are going through in trying 
to move forward to a real PC treat-
ment. I think it is very important, 
however, that every patient read 
Janice’s comments, which she 
shared with me immediately after 
the announcement at the PSM that 
she will be the first one tested with 
siRNA. 
 
siRNA Clinical Trials 
Jan Schwartz 
Every PSM has been wonderful for 
me and this last one was no excep-
tion. What an honor for me to meet 
so many of you. I love seeing friends 
that from past meetings. Then 
there’s the blessing of meeting peo-
ple I’ve only known through phone 
calls or emails. How fun it is to put a 
face with a name and get to know 
you, although in many cases, I al-
ready felt like I knew you – we just 
had to meet in person. Though every 
patient meeting seems to have its 
own flavor, the connection I feel 
with each PCer remains consistent 
throughout every meeting we’ve 
ever had. 
 
During this past Patient Support 
Meeting, we learned a lot about the 
exciting progress in PC research. 
During Dr. Leachman’s presentation 
on ‘Progress to Clinical Trials,’ she 
mentioned that I will be the first hu-
man being to be injected with a mu-
tation specific siRNA. I was sorry I 
wasn’t in the room at the time (I was 
part of the children’s PC discussion) 
because I would have liked to have 
shared some of my feelings about 
that. I understand that when my 
name was mentioned, there was 
great explanation of why my muta-
tion, why me. It would be easy to 
say, “Of course me - I am Mary’s 
daughter-in-law, it’s because of me 
that PC Project started in the first 

place and it’s the Schwartz family 
that has funded this endeavor.” That  
would be an over-simplified and 
incorrect answer and if any of you 
really know me or Mary, you’ll 
know that’s not how it is. 
 
The truth is the reasons are much 
more complex. When the siRNAs 
were being developed, the research-
ers were quite surprised to quickly 
find an siRNA that targeted my  
specific mutation (N171-2K). There 
was a lot of discussion among our 
scientists on whether to go for the 
whole K6a gene or the very  
specific mutation. I am not a scien-
tist – I do not influence nor do I 
make those kinds of decisions.  
 
For a lot of reasons, including 
safety, the thought was to move  
forward the specific siRNA first. 
Also, though the plan is to move 
forward with the siRNA for the 
whole gene, the process is extremely 
expensive. The first step in all of this 
is to show efficacy – will it work?  
If it does work in this very specific 
siRNA, watch out – the doors will 
open much faster for the other genes 
that affect PC. 
 
I’m sure others with PC may won-
der, “Will the scientists stop at just 
K6a because that is where Jan’s mu-
tation is?” The answer is no – abso-
lutely not. The researchers have  
already developed siRNAs for other 
genes/mutations. PC research is 
committed to developing something 
to help all people with all PC muta-
tions. We may be very different in 
our mutations, but we are all still 
part of the PC family. We want eve-
ryone of us to walk pain-free. How 
could we ever think to leave some-
one out? 
 
Another reason I was selected to be 
the person to be in this first trial is 

my location. I live where the trial 
will be, where the doctors and the 
clinic are. Because we’ve been given 
FDA approval for just one person to 
be injected, it is very important that 
this trial be done right. Right now, if 
all goes well, when the trial begins, I 
will go to a clinic two times a week 
for injections in both my feet over a 
period of 14 weeks. This would be 
much more difficult to manage for a 
person who didn’t live close to 
where this would happen. 
 
I admit, too, that though I feel pretty 
calm about it all, I do have some 
fears. This will be the first time ever 
that an siRNA will go into a human 
in skin. I am truly a human guinea 
pig.  I have great confidence in our 
scientists and their concern for my 
safety. This specific siRNA success-
fully passed all toxicity trials. It is a 
great privilege to be the first. But I 
am also the first one to take the risk.  
 
Even though I wasn’t in the meeting 
when it was announced that I would 
be the one to receive the injections – 
I was sorry I missed the whole dis-
cussion – I can’t tell you how much 
it meant to me to have so many 
PCers afterwards say, “We’ll be 
praying for you, Jan,” or “Our hearts 
will be with you.”  I felt like they 
understood what this is all about. We 
think the risk is minimal to none, but 
it doesn’t change the fact that it still 
hasn’t been done before. [Ed Note: 
Nor the fact that it is injections di-
rectly into a PC callus!] 
 
But more than being afraid that 
something will go wrong, my fear is 
that nothing will happen. I want 
something to happen. I want some-
thing to happen that shows the 
siRNA works because if it does, 
these scientists will have the green 
light to go forward with all the in-
hibitors for all the PC genes. My 
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biggest fear is that it may not work. 
Or it may work, but we aren’t seeing 
it, or..., or..., or... There are so many 
variables. 
 
You are part of me, my fellow 
PCers. I don’t care what your muta-
tion is. I want — and so does every-
one involved with PC Project — to 
see you walking pain-free. If you 
know anything about my heart, you 
will know that I could never meet 
with you and your children and not 
want an effective therapeutic for 
each and every one of you.  
 
We are literally in the baby phase of 
where we hope to go with research. 
But we are going – and though it 
may seem slow at times, it’s faster 
than anyone would have ever 
thought. And we’re all in this to-
gether—every PCer is important. 
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For a wonder-
ful, clear, exciting explanation of 
siRNA you’ll want to view the video 
segment Drs. Kaspar and Hickerson 
showed at the PSM at  
http://www.pbs.org/wgbh/nova/
sciencenow/3210/02.html 

About SiRNA  

The registry data really makes the research happen. Participate today! 

2009 PATIENT SUPPORT 
MEETING 
We have asked Roseann McGrath to 
help us evaluate Philadelphia as a 
possible site for the 2009 Patient 
Support Meeting and serve as the 
Local Arrangements Chairman. 
 
Future planning — 2010 in Europe 
and 2011 in the US. If you have a 
site you’d like us to consider for a 
future meeting, please gather some 
information for review by the Board 
as to the possibilities and advantages 
of a meeting in your area. Please in-
clude costs and facilities in the area. 

If your site is selected for a future 
meeting, we’ll also need someone to 
serve as the "Local Arrangements 
Chair." This would involve making 
all the arrangements with the facili-
ties in the area and any staffing (i.e. 
kids program leaders), rental, and 
other things that we need set up in 
the local area.  

INTERNATIONAL PC 
RESEARCH REGISTRY 
The Heart of PC Research 
I recently received a call from the 
American Academy of Dermatol-
ogy asking about our IPCRR. As I 
put together the 2006 costs for our 
registry (estimated about $100,000 
total), I reviewed again just how 
important this part of PC Project 
really is. 
 
Through the genetic testing, we are 
finding so many, many, many  
important facts about PC.  
 
If patients understand how signifi-
cant the Registry is in our progress 
towards treatments and a cure, I 
am sure we’d be overwhelmed 
with applicants.  
 
Let your family members know 
that the process isn’t difficult. 
Only one person in a family needs 
to be tested (unless we need addi-

tional samples when the mutation 
cannot be readily identified). 
 
We now are using saliva testing. No  
blood testing is needed unless there 
is a special circumstance.  
 
As we plan the future steps, we look 
carefully at the different mutations, 
at number of members in a family 
who are registered, the location of 
patients, as well as the location of 
physicians and researchers who are 
collaborating with us. The registry 
really does make the research hap-
pen — it is what interests our scien-
tists and researchers. 

439 PCers have contacted PC  
Project. And, 156 PCers have 
returned their Questionnaires. 
THANK YOU! 
 
We are waiting/hoping to re-
ceive questionnaires from  
283 PCers. Some of these 
‘missing’ are the children or 
family members of PCers who 
are already registered. 
 
If you haven’t sent your  
Questionnaire, please let us 
know how we can be of help.  
 
We need every PCer very, very 
much! It makes a huge differ-
ence in our success. 
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My name is  
Helaine Alessio. I 
live with my hus-
band Greg, four 
children, three 
cats and a dog, in 

Oxford Ohio. Sports and physical 
activity are important to my family 
and me and that is probably why I 
am a professor in the Department 
of Kinesiology and Health at Mi-
ami University. PC runs in my 
family.  My grandmother, mom, 
sister, one of my daughters, and I 
have PC. It slowed us down a bit, 
made us change course, but didn’t 
stop my sister and I from playing 
sports in college, and living an ac-
tive life. My daughter and I at-
tended our first PC Patient Support 
Conference this past summer in 
Park City and have great memories 
of meeting new friends that are 
now like family. It was amazing to 
meet people with PC and to learn 
their stories of coping, diligence, 
creativity, humor, and now…real 
hope for a cure. It was also excit-
ing to meet the scientists that have 
been working diligently on putting 
the pieces of this puzzle together in 
order to effectively silence the mu-
tations in keratins K6a, K16, K6b 
and K17. Meeting Mary Schwartz 
was a highlight-what an inspira-
tion! I am helping with this news-
letter production so that I can share 
the stories and progress on PC re-
search and assist in any way I can 
towards finding a cure. 
 

My name is 
Monica A. Costa 
and I live in  
Rio  de Janeiro, 
Brazil, with my 

husband Carlos Eduardo. I’m a 
Sales Engineer for a Computer 
Company and I have a role on the 
Patient Advisory Board, as a Pa-
tient Outreach.  I’m the only one 
with PC in my family, and one of 
the best things that happened in my 
life was to find the PC Project, and 
to meet with other PCers, in the 
Patient Support Meeting.  Through 
the Patient Outreach group I would 
like to help others with PC in Latin 
America. 
 

I’m Dave Fowler 
and I live in West-
ern Canada with 
my wife Tanis and 
two sons (Brendan 
& Ben).  I’m a 

Sales Director for a communica-
tions company and look forward to 
working on the newsletter commit-
tee and assisting the Patient Advo-
cate Board wherever possible.  PC 
has been in my family for many 
generations but it was only when 
my son was born with the condi-
tion that I began reaching out for 
treatments or a cure.  Haven’t 
found a “cure” but I did find Mary 
Schwartz which is the next best 
thing! 
 

I'm Katri-Anna 
Lehto, daughter 
of "spontaneous 
Leena" 
whom many of 
you know from 

the meetings and the message 
board. Last year I left the capital 
and my office work to live in the 
middle of nowhere - all because of 
a big, strong piggybacking man. 
We live in SW Finland on a farm, 
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INTRODUCING THE  
PATIENT ADVISORY 
BOARD (PAB) 
Earlier this year the request was 
made for individuals to volunteer 
their time to serve on a Patient Advi-
sory Board.  The purpose of the 
Board is to assist PC Project through  
working group teams formed to han-
dle various tasks. Following are the 
PAB leaders and the five teams: 
 
FUNDRAISING 
Jack Padavano (US) and Stephen 
Jiang (US). Team members:  
James Adrade, Karen Barlow, Susan 
Dalpe, Allyson Durkin, Paul Farrow, 
Roseann McGrath 
 
NEWSLETTER 
Helaine Alessio (US), Dave Fowler 
(Canada). Team members: Antoinette 
Giofu, Holly Jones, Nicky Smith. 
 
PATIENT OUTREACH 
Jan Schwartz (US), Suzanne Bar-
rall (England), Monica Costa (Brazil), 
Katri-Anna Lehto (Finland), Tania 
Ryland (Wales). Group members: 
Sarah Delanty, Leena Soininen, 
Nicky Spratt. 
 
PATIENT SUPPORT MEETING 2008  
Suzanne Barrall (England) 
PATIENT SUPPORT MEETING 2009 
Roseann McGrath (US) 
 
If you’d like to volunteer for the 
PAB, form an additional group or 
participate with one of these working 
groups, please contact PC Project. 
Everyone is welcome and needed. 
 
Here are biographies of some of the 
participants on this first PAB (more 
next month): 
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in my husband Mika's childhood 
home. He has switched into carry-
ing our daughter Kerttu, born last 
Easter, so I got myself a wheel-
chair :). Looks like Kerttu, too, has 
PC, so now there are three of us in 
Finland that we know of. PC Project 
has had a huge impact on my life, so 
I was happy to volunteer for the Pa-
tient Outreach Team. 
 

My name is Roseann 
McGrath.  I live in 
the suburbs of Phila-
delphia, Pennsylvania, 
USA with my hus-
band Michael and two 

beautiful step-daughters (Casey & 
Natalie).  I have worked in Human 
Resources for over twenty (20) 
years, the last 13 years as the Direc-
tor of Human Resources for munici-
pal government.  I was blessed to 
have found Mary and PC Project in 
February 2004 and to have traveled 
to all, but the first, Patient Support 
Meetings (PSM).  I am excited about 
working on the PSM for 2009 and 
the Fundraising committees as well 
as assisting the Patient Advocate 
Board however possible.  I am a 
spontaneous mutation, the only one 
in our family who has PC.  In these 
last four years I have marveled at 
how one person (Mary!) can truly 
make a difference.  As our blessings 
continue to grow, I hope to some-
how also make a difference, effectu-
ate change and attempt to return the 
love, kindness and appreciation to 
Mary, Jan, all the doctors, research-
ers and scientists. 
 

Jack Padovano  
likes to joke
around telling
people he has 
PC, but he’s not 
very PC! This 

often gets him in hot water, particu-
larly with his life-partner of 20 years 
Phillip Baker and their 7 year-old 
son Zachary.  Jack owns a direct 

marketing agency with offices in 
Phoenix, AZ and Washington, DC, 
so he’s often spotted rushing 
through an airport.  His company 
specializes in direct mail, telemar-
keting and fulfillment services for 
political and corporate clients na-
tionwide.  Jack is excited to be a part 
of the PAB and chair of the fund-
raising team.  
 
I’m Janice Schwartz. I live in Salt 

Lake City, Utah 
with my terrific 
husband, Dave 
and our three 
sons, Sam, Na-
than and Spencer. 
I have a Bache-

lor’s degree in Communications 
with an emphasis in Advertising, but 
I’ve spent much of my adult life as a 
full-time mom, which I find ex-
tremely rewarding and for which 
I’ve needed every skill I can possi-
bly think of.  I’m excited to be work-
ing with the Patient Outreach group. 
As a spontaneous mutation PCer and 
as a mom of two boys with PC, I 
hope to be able to “reach out” to 
those who are the first in their fami-
lies with PC, as well as to those who 
are already part of a PC family. I 
hope through this endeavor we can 
make life a little bit easier until there 
is an effective treatment for PC. 
 
 
FUNDRAISING  
PC Project Fundraising Team is 
born! This past fall, PC Project 
formed a team of PCer’s as well as 
friends and family of PCer’s, to fo-
cus on raising money specifically to 
support research and programs and 
services of PC Project. 
  
Jack Padovano, the team’s co-chair, 
says, “Our primary objective is to 
support activities that will work to 
improve the quality of life of PCer's, 
including the sponsorship of pro-
grams, activities or individuals to 

benefit the PC patient commu-
nity.  Specifically, our 2008 objec-
tive is to provide financial support 
for the annual Patient Support Meet-
ing.” 
 
The team is currently developing a 
fundraising “How To” guide that 
will show how easy it is to raise 
funds.  The guide will include a 
menu of fundraising ideas; how to 
plan an event including getting spon-
sors, setting a budget, etc.; how to 
create awareness of PC at an event 
and there-after and; making an event 
happen with a low to moderate 
amount of stress.    
  
Jack believes that the success of the 
team will be measured by not how 
much money is raised but how much 
participation they get from the PC 
patient community.  “No fundraiser 
is too small or too large,” Jack says, 
“we are all about getting our com-
munity involved and guiding them 
along the way.”   
  
If you’d like to get involved with the 
work of the PC Project Fundraising 
Team, contact Jack directly at     
JPadovano@pachyonychia.org. In 
the meantime, look out for the guide 
early next year. 
 
 
TIPS & TRICKS 
One of the favorite topics of discus-
sion when people with PC get to-
gether is how they deal with the con-
dition and what sort of “tricks” they 
have developed.  There are many 
challenges that PC can throw our 
way but the one common condition 
we all face is pain.   
 
How we deal with pain is an ex-
tremely individual choice and what 
works for one person may not work 
for another.   
 
The PATIENT OUTREACH TEAM 
shared some of their favorite ways 

Holly
Text Box
                        I’m Janice Schwartz.                          I live in Salt Lake                         City, Utah with my                        terrific husband,                        Dave and our threesons, Sam, Nathan and Spencer. I have a Bachelor’s degree in Communications with an emphasis in Advertising, but I’ve spent much of my adult life as a full-time mom, which I find extremely rewarding and for which I’ve neededevery skill I can possibly think of. I’m excited to be working with the Patient Outreach group. As a spontaneous mutation PCer and as a mom of two boys with PC, I hope to be able to “reach out” to those who are the first in their families with PC, as well as to those who are already part of a PC family. I hope through this endeavor we can make life a little bit easier until there is an effective treatment for PC.

Holly
Stamp
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for managing pain. Next to each tip 
is the reference to the affected gene 
for those who submitted the idea.  
 
• Sleep: “Try to get a good nights 

sleep. When my feet are really 
hurting, if I sleep eight hours or 
more, in general they feel better 
the next day.” (K6a) “When I 
don’t get enough sleep, my feet 
feel more raw and sore. They 
also seem to heal faster from too 
much walking or infections if I 
get enough sleep.” (K6a) 

      
• Massage: “An ankle massage 

always helps relax my feet when 
they feel really 'tense'.” (K16) 
“If my feet are extremely sore, 
and burning from too much 
walking, my husband will rub 
them, pretty hard, on the tops, 
sides, and bottoms, always 
around the calluses – but not ON 
the calluses. It feels sooo 
good.” (K6a) 

 
• Exercise, healthy diet: “I find 

that with more muscles and less 
fat my posture is better and my 
feet feel better as a result. When 
exercising, if I'm having a tough 
beginning, usually after about 15 
minutes, my endorphins kick in 
and I feel no pain.” (Mutation 
unknown) “Try to keep fit by 
swimming, cycling – overall 
good condition probably helps 
manage foot pain. Also do air-
line foot exercises.” (K16) “Ride 
a stationary bike (never have to 
put your feet down). It seems to 
help the blood circulate into the 
feet and makes them feel bet-
ter.” (K6a) 

 
For more “Tips & Tricks” visit the 
PC website and click on “Info for 
Patients” then click on Patient-to-
Patient Tips in the box on the right 
hand side. 

2008 PATIENT SUPPORT 
MEETING 
 
Where?  The 2008 PC Patient Sup-
port Meeting will be held at the 
Atholl Palace Hotel located in 
Pitlochry, near Dundee, Scotland. 
 

When? July 15-17, 2008 
 
Cost?* Conference fee of £50 or 
$100 per adult (children under 18 
are free). This includes three nights 
at the hotel, plus Tuesday dinner, 
breakfast, lunch and dinner on 
Wednesday and Thursday and all 
conference sessions and events.  
 
*Scholarship funds to assist in travel 
costs for families attending the PC 
Patient Support meeting are avail-
able from the Philip Mazzo MEMO-
RIAL scholarship fund. To apply for 
funds, please submit an essay of 200 
words or less on "My Life With PC: 
Why I Want To Attend the PC Pa-
tient Support Meeting." Applications 
are due: April 1, 2008. PC Project 
will retain the essays and may use 
these in future publications or pub-
licity. Philip Mazzo's granddaughter 
has PC and this fund was set up by 
their family following his death in 
2006 and includes donations from 
many individuals. We are glad to 
make these funds available to assist 
those attending the meeting. 
 
Why Attend?  By attending Patient 
Support Meetings, you will: 
• meet others with PC; 
• meet scientists and dermatolo-
gists who are actively working to-
wards a cure for PC; 

• learn about the latest scientific 
research on genetic intervention, 
including siRNA treatments, and 
others; 
• learn about management of all 
aspects of the PC condition 
(trimming, pain management); 
dispel myths about PC.  
 
Register on-line now at 
www.pachyonychia.org/Events.html 
and click the registration form link. 
 
 

 
 
With every edition of the newsletter 
we’d like to profile some of our “PC 
Kids.”  If you would like to nominate 
anyone for this space please email 
KIDS@pachyonychia.org. 
   
 
 

ERIKA 
WILHELM  

FROM  
OXFORD, OHIO 

 
My name is Erika Wilhelm and 
I have PC. I have had PC since I 
was about 3. This is very hard 
because I play many sports in-
cluding Basketball, Soccer, and 
Gymnastics. I deal with this dis-
ease by having my mom ‘shave’ 
my callous off (even through 
they grow back). 
 
I have been to 1 PC meeting in 
Park City, Utah. It was a lot of 
fun and I learned so much more 
about my disease. So hang in 
there everyone. They’re going to 
find a cure. 

KIDS CORNER  
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PC PROJECT TIMELINE 
In anticipation of the first clinical trial in the New Year, we 
thought you might enjoy a pictorial timeline of the progress 
made by PC Project.  While we are all optimistic about the re-
sults from this trial, it truly is amazing how quickly the project 
has moved along.  A more complete history of the PC Project, 
including important dates and events, is being prepared and will 
be posted at: http://www.pachyonychia.org/#History. 

LOOKING 
AHEAD TO 
2009! 

 
The 2009 Patient 

Support meeting will be held in 
Philadelphia, Pennsylvania. Vol-
unteers are needed to assist with 
local arrangements. Contact Rose-
ann.McGrath@pachyonychia.org  

PC REGISTRY-IPCRR  
Are you registered in the International PC Research Registry?       YES  NO 
 

If you checked, YES, then you are contributing in a major way towards finding a cure for PC. The IPCRR is the 
most important thing a patient can do. Because PC is so rare, participation by each PC patient means a great deal. By 
gathering information from PC patients in one international registry (IPCRR), physicians and research scientists 
from around the world are becoming interested in PC and are able to effectively study the disorder. If you checked 
NO, then please go to http://www.pachyonychia.org/Registry.html and follow the simple steps to become a part of 
the IPCRR. Or, contact PC Project for more information.  

Graphic by Helaine Alessio 
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