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February 2006 
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Welcome 2006 - A Happy 2nd Anniversary for PC Project!  In reviewing the wonderful  advances for PC in 
2005, we know this success would not have come without the participation of PCers and their families around 
world. Thank you for being part of PC Project. Your involvement means everything to us. You encourage us and 
inspire us – you are the reason there is a PC Project. Please know we think about you, care about you, and yes, 
sometimes we even worry about you. Life with PC isn’t always easy – we know that – yet you are great examples 
to us (and to many others in your lives), in so many ways. Thank you, PC stars!  - Jan  & Mary 

Sample Collection at PC Patient  
Support Meeting Leads to Effective  
Assessment Strategy  

 
Dr. Sancy Leachman (our PC 
Medical Advisor)  has submitted 
an abstract to the Society of In-
vestigative Dermatologists based 
on the successful sample collec-
tion procedures conducted at the 
PC Niagara Falls Patient Support 
Meeting in August 2005. At that 
meeting, 31 PC patients used 
tape-stripping to provide skin for 
DNA analysis. The patients also 

provided shaved shards from affected areas. 
 
Dr. Leachman has also included these important results 
in the C.O.R.T. (Centers of Research Translation) grant 
application and a special R01 Grant application.  
 
In her abstract reporting the results of this sample col-
lection study, Dr. Leachman explained that it was pos-
sible to measure an increase in expression of keratin 
genes in the affected areas as compared to non-affected 
areas. She concludes, “these data demonstrate that ex-
pression levels of PC keratins can be assessed in 
shaved or tape-stripped (skin).”  
 
The reason this is so important is that when therapies 
are available for clinical trials, this measurement will  
be able to “conclusively establish whether PC keratin 
expression has been successfully reduced in vivo.” - 
Dr. Sancy Leachman 

 

 
PC Patient Support Meeting 

July 18, 19, 20, 2006 
Swallow Hotel Dundee, Scotland 

Kingsway West, Dundee, DD2 5JT 
Telephone: 011-44-[0]1382 641122 

http://www.swallow-hotels.co/hotels/swallow-dundee  

Register on-line or by mail at 
http://www.pachyonychia.org/Events.html 

TransDerm Explores Animal Safety 
Studies for FDA Application 
 
Dr. Roger Kaspar, CEO and founder of TransDerm, a 
biotech firm working specifically on developing inhibi-
tors for PC, has indicated he is in the preliminary stages 
of conducting animal safety studies on the siRNA tech-
nology he has tested in cell cultures. 
 
Animal safety studies are one of the requirements to 
obtain FDA approval for new therapies. Dr. Kaspar 
indicates that the studies are usually conducted in two 
types of animals. Pig skin is apparently the most 
‘human like’ of animal skin and the plan is to conduct 
tests using pigs as well as mice. These studies are done 
in highly controlled laboratories to meet all the stan-
dards required for animal protection and scientific ac-
curacy.  
 
PC Project is extremely pleased with these research 
developments.  



NEW FEATURE FOR PATIENT MESSAGE BOARD USERS 
There’s a new link at the top of the Main Index of the Patient Message Board. This link will allow 
PCers who have registered for the Message Board to access restricted pages where we will be able to 
post files from the Patient Support Meetings and other confidential files. For example, we will soon 
post the Slide Show that was a feature at the end of the Niagara Falls Meeting. We also will post all of 
the video files of the presentations at the Niagara Meeting. This will become a valuable archive of 
information for PCers which will be readily available to them, but will still provide restricted access.  

 

PC ADVOCATES 
We know there are many PCers who are great advo-
cates for PC in their own areas.  We are highlighting 
just a few in this Newsletter. 
 
Paul Schwartz, cousin of Sam and Nate, did a special 
presentation at his elementary school on PC and created 
visual aids from the website.  
 
Shirley James, a friend of PC who lives in Florida, 
sent a little flyer to her friends, a PC brochure and in-
vited them to donate. We have received about 20 dona-
tions from this effort. 
 
Karen Barlow is asking her company to print informa-
tion in the company newsletter on the on-line shopping 
links to benefit PC Project. 
 
Suzanne Barrall (UK) set up the site for shopping on-
line options in the UK and Europe at http://
www.buy.at/pachyonychia. Suzanne also arranged for 
publication of the complete PC Brochure in The Insti-
tute of Chiropodists and Podiatris, Chiropody Review, 
Nov/Dec 2005 (Vol 62 #6 Merseyside, UK). 
 
Sylvie Cierpucha, Emilie Guiziou 
and Anne-Marie Da Silva have 
formed an association for PCers living 
in France. They  will assist with infor-
mation, ideas and help PC patients who 
are alone. They also hope to help with 
fund raising for PC. Here is their won-
derful logo!  

 IPCRR STATISTICS  -  January 2006
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PC REGISTRY (IPCRR) 
Just look at what PC patients have accomplished since 
May 2004! We believe the excellent patient participa-
tion in the IPCRR is a main reason scientists are now 
actively researching therapies for PC. 
 
We invite each person with PC (of every age and every 
family member)  to complete the Consent Form and 
Questionnaire and be part of the Registry whether or not 
you desire genetic testing at this time. You will abso-
lutely be helping advance PC research! 



 

GRANTS 
In March 2005, PC Project leaders met 
with Dr. Allen Moshell and Dr. 
Stephen Katz, leaders at NIH/NIAMS 
(the US government agency that coor-
dinates US government research grants 
for skin related disorders). This was an 
important meeting and several grant 
applications for PC were been submit-
ted in 2005. It is hard to describe the 
effort that a grant submission requires. 
We are so appreciative to the scientists 
who have submitted these grants. One 
application is for a C.O.R.T. grant 
(Centers of Research Translation) that 
involves collaboration among many of 
the IPCC members. The results will be 
announced in mid-2006. 
 

We are delighted to announce that a 
R13 scientific meeting grant has been 
awarded to PC Project in the amount of 
$50,000 for the upcoming IPCC scien-
tific meeting in Philadelphia in May 
2006.  

At the meeting, we will continue to 
press to identify the best strategies to 
move toward clinical trials for PC ther-
apy in the most effiective way.   
 

RESEARCH 
Transderm – a biotech company 
which partners with PC Project and is 
focused on PC research - has success-
fully developed siRNA inhibitors for 
specific PC mutations. We have seen 
actual photographs of beautiful, long 
keratin filaments in tissue cultures 
where a mutation used to cause 
‘clumping’ of those filaments. Those 
photos are thrilling. (See page 1 for 
their progress toward FDA approval of 
this therapy). 
 

Dr. Mark Eliason, PC Project Re-
search Fellow 2005-2006, is develop-
ing a tool on PC signs, symptoms, 
treatments, tips and techniques involv-
ing input from patients, scientists and 
physicians. The goal is to obtain fac-
tual information about various thera-
pies, treatments or actions and the ef-
fect on PC, and to make the informa-
tion fully available to all. 
 

Dr. Frances Smith received the PC 
Project Career Development Award. It 
is a 3-year award of $150,000/year. 
She continues to do active research for 
PC, including collaboration with 
Transderm’s on the siRNA research. 
 

Dr. Len Milstone of Yale received a 
$50,000 extension grant for his oglio 
research. He is focusing on gene cor-
rection which would permanently cor-
rect the mutation. 
 

2005 PC PUBLICATIONS  
PC Patient Brochure. We hope each 
PC patient has received this 12-page 
brochure. Please give us your com-
ments, questions and ideas to continue 
to improve this. 
 

PC Brochure for  Medical Profes-
sionals and Scientists. If you need 
more, please let us know. It is so im-
portant to have these at every medical 
school and university, dermatologist 
and podiatrist/chiropodist office, den-
tist office and school. Please ask for 
copies and help us distribute these. 

PC Symposium Proceedings pub-
lished by the Journal of Investigative 
Dermatology (JID). We believe this is 
one of  the most prestigious scientific 
journals in the field of dermatology. 
This is a major achievement for an ul-
tra rare disorder. PC patient participa-
tion made this possible! 
 

NORD (National Organization of 
Rare Disorders)  has included 
Pachyonychia Congenita on their web-
site and in a special publication. The 
NORD publication was written by 
IPCC members. [$7.50 from NORD. 
This information is available  free in 
the PC publications and website]. 
 

GeneReview. A scholarly on-line re-
source has a PC article in final prepara-
tion for publication. Again, the invita-
tion to produce this resource adds to 
recognition of this disease in the scien-
tific and medical world. 
 

CHID (US government Combined 
Health Information Database).  PC 
Project is listed as #1 resource and 
many of our publications are listed 
which are all provided free upon re-
quest. 
 

www.GeneTests.org. This is a very 
prestigious on-line publication. This 
project started about a year ago. With-
out photos and incredible patient sup-
port, we would have achieved none of 
these milestones. Although there are 
many bits and pieces about PC on the 
internet, many are not reputable, etc. 
This site is the best! Thanks to Dr. 
Leachman, Dr. Kaspar, Dr. Smith, Dr. 
McLean (and Dr. Milstone and Dr. 
Bale also although not listed as au-
thors) for making this possible. 
 
Why are these publications important?  
We must do everything possible to get  
PC - an ultra rare disorder - 'on the 
map' -- the science map, the dermatol-
ogy map, the funding map. Each publi-
cation helps make possible the pro-
gress we desire in therapy that really 
works for PC. We want to find a cure! 
 

Also, when you need to educate some-
one about PC, these many publications 
are very helpful. 

AUSTRALIA 13 USA-FL 3 
BRASIL 1 USA-GA 1 

CANADA 16 USA-IA 2 
DENMARK 1 USA-IL 6 
ENGLAND 18 USA-IN 1 

ENGLAND UK 9 USA-KS 2 
FINLAND 2 USA-LA 1 
FRANCE 9 USA-MA 1 

GERMANY 2 USA-MD 2 
GUATEMALA 1 USA-ME 1 
HONDURAS 1 USA-MI 1 

INDIA 1 USA-MN 5 
IRELAND 5 USA-MO 2 

ITALY 1 USA-MS 1 
MEXICO 2 USA-NJ 4 

NORWAY 1 USA-NY 23 
SAUDI ARABIA 2 USA-OH 13 

SCOTLAND 3 USA-OK 9 
SOUTH KOREA 1 USA-OR 6 

SPAIN 3 USA-PA 3 
SWEDEN 7 USA-SC 8 

THE NETHERLANDS 15 USA-SD 1 
USA- 16 USA-TN 4 

USA-AR 1 USA-TX 15 
USA-AZ 3 USA-UT 9 
USA-CA 17 USA-VA 7 
USA-CT 3 USA-WA 3 

  WALES 1 

     TOTAL 289 

IPCRR Location and # of Patients   
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PC Patient Support Meeting - 
Niagara Falls, Ontario, August 2005 
This was definitely a highlight of the year. Nearly 100 
people including 37 PCers from 7 countries gathered 
for our largest, and most extensive patient meeting yet. 
Attending the meeting were 37 PC patients (24 adults 
and 13 children), plus 12 physicians and scientists. 
Thank you to all who participated. We were on a 
“high” for weeks afterward.  
 
PC Patient Support Meeting -  
Dundee, Scotland, July 2006 
Dr. Leachman and Dr. McLean are working with us to 
plan this meeting. We are alternating meeting sites with 
even years overseas and odd years in the U.S. 
 
Future Patient Support Meetings 
2007 - Salt Lake City, UT - dates to be announced 
2008 - (tentative) Liverpool, UK 
 
International PC Consortium (IPCC) - 
St. Louis, MO, May 2005 
We received numerous comments from new IPCC 
members about the marvelous collaboration in the 
group. In addition to these highly effective annual 
meetings, the PC consortium  members regularly and 
frequently communicate through conference calls, 
email and other meetings. PC research is active and 
ongoing as this incredible group works together.  
 
American Society of Human Genetics (ASHG) 
Salt Lake City, Utah, Oct 2005 
The PC Project booth received excellent recognition. 
More than 100 of copies of PC brochures and the PC 
JID were distributed.  PC Project hosted a dinner for 
invited physicians and scientists in conjunction with the 
ASHG meeting. 

NEW  ON-LINE SHOPPING FOR 
PC PROJECT AT www.iGive.com  
 

You can help change everyday shopping into funds for 
PC Project just by shopping the Mall at iGive.com. 
You'll find great stores at the Mall, like Barnes & No-
ble, JCPenney, Land's End, Expedia, Dell (and even 
Ebay)! There are at least 14 stores in their Mall that are 
UK or European.  
 

Best of all,  if you download the iGive window, you 
don’t have to enter from the PC site or the iGive site -- 
you just go about shopping and select PC Project at the 
end -- and every purchase you make helps PC Project, 
automatically! And, you receive a tax credit if you re-
quest it. We’ve enclosed flyers and advertising so you 
can enlist your friends, co-workers to help PC Project. 

(1) Please register at www.IGive.com and (2) choose 
PC Project as the cause you want to benefit. If you 
purchase anything from their Mall within 45 days, 
we receive an additional $5.00 donation. 



  

   

PC PATIENT SUPPORT  
MEETING IN DUNDEE 
JULY 18-20, 2006 
Irwin McLean and Frances Smith 
hosted a spectacular event! There 
were 31 PC patients in atten-
dance, 27 with known mutations. 
Patients were from 11 countries -- 
Brazil (1), England (11), Den-
mark (1), Finland (1), France (4), 
Ireland (1), Netherlands (1), Scot-
land (3), Sweden (1), USA (4), 
and Wales (1). Of these patients, 
there were 15 attending a PC 
meeting for the first time and 16 
prior attendees. 
 

A total of 24 patients participated 
in some associated research ef-
forts, including sampling of hair 
and calluses from the feet which 
were sent to Salt Lake City for 
analysis. Also, patients partici-
pated in photo sessions and the 
results are a set of extraordinary 
photos of PC signs. These will be 
available on the PC website. 
 

OVERVIEW OF PROGRAM 
All presentations and hundreds of 
meeting photos are now available 
to IPCRR participants on the 
web. See page 5 for details.  
Tuesday 18 July 
 Reception and Dinner  
Wednesday 19 July 
Kids Session - Janice Schwartz 

with Robyn Hickerson, Rebecca 
Kaspar and Robert Kaspar 
Morning Session 
• Welcome to Dundee 
  Irwin McLean 
• Clinical Features of PC 
  Sancy Leachman 
• Genetics of PC 
  Frances Smith 
• Biology of Keratins 
  Birgit Lane 
• Therapy Development for PC 

 Roger Kaspar 
Afternoon Session 
Tour of Irwin McLean’s Lab 
  Department of Human Genetics 
  University of Dundee 
Dinner -BBQ at Magicwell 
House (home of Birgit Lane) 
 

Thursday 20 July 
Kids Discussion 
 Janice Schwartz 
Kids Sensation Centre Field Trip 
Morning Session 
• Physicians Panel led by Dr. 

Sancy Leachman with Drs. 
Peter Hull, Alan Irvine, Edel 
O’Toole and Pingyu Zhou 

• Preparation for Clinical Trials 
  Sancy Leachman 
Afternoon Session 
Kids Session - continued 
Patient Discussion 
 Suzanne Barrall 
 Rachel Seher 
Dinner -Lands of Loyal  
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News Brief  

September 2006 
Vol 2, Issue 2 

September 2006 - It’s time to update everyone on where we are and where we are heading. We hope you 
feel a part of PC Project. We are here for you - for each and every person with PC and their family mem-
bers, too. We are committed to doing everything we can to find a cure for PC and while this research is 
on-going, we are committed to providing support for patients and for researchers and for physicians who 
care for PC patients. We love to hear from you and know how you are doing. Love! Mary and Jan 

Prof. Frances Smith (left) discusses 
genetic testing with young PCer. 

Prof. Irwin McLean (top) demon-
strates lab equipment to PCers. 

PCers enjoy barbeque in the lovely 
gardens at Magicwell House. 
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MESSAGE FROM  DR. 
SANCY LEACHMAN MD PHD 
I want to take the opportunity to 
thank you for your participation in 
PC Project. Having recently returned 
from the Patient Support Meeting in 
Dundee on July 18-20, I am particu-
larly filled with awe – PC patients 
are just amazing!  
 

The patient support meeting was 
such a rare opportunity to hear about 
PC patient concerns and to learn 
more about the things that really 
matter to you. I also learned a great 
deal about courage, discipline, and 
the power of optimism. I can’t stress 
enough how special this opportunity 
was for me. Without meetings like 
this, it would be impossible to begin 
to understand the issues  
associated with PC or to piece to-
gether the PC puzzle.  
 

I would also like to encourage each 
and every one of you to become a 
“clinical investigator!” 
Pay attention to your PC (I know 
this is hard – you’ve had it all your 
life, and it is just “you”), become 
radically curious about what causes 
your PC to get better and worse, no-
tice what environmental influences 
cause the PC to improve or worsen, 
examine the quality of your pain, 
really focus on being able to de-
scribe these things as clearly and 
completely as you can to another 
person. Then, see if the features are 
consistent among other members of 
your family with PC, and other PC 
patients worldwide!  
 

Finally, if you identify anything that 
seems important, please let us know. 
Most of the things you notice may 
not make sense at first, but hopefully 
as we learn more together, we will 
eventually grow to understand, and 
hopefully improve the PC symp-
toms! Using one of my son’s favor-
ite terms seems appropriate – you 
guys are AWESOME! Sancy 
 

A LONG CHAT WITH MARY 
ABOUT PC PROJECT 
How often I think about each of you 
who have contacted PC Project by 
email, phone, by letter or in person 
at the Patient Support Meetings. I’d 
love to be able to sit down with you 
and tell you of what has happened 
since PC Project was founded. But 
since I can’t visit in person, I’m go-
ing to send you this ‘chatty newslet-
ter!” I want to let you know the costs 
in dollars and time so you’ll be ex-
cited about all that is happening and 
realize the enormous value of your 
participation with PC Project. What 
we are doing will be useless with-
out patient participation. You are 
the jewels without price. 
 

In 2003, I thought that what a person 
did was give funds to a single re-
searcher and say ‘go and find a 
cure.’ I had no idea of what was in-
volved in a patient support organiza-
tion -- or of the immense collabora-
tion among scientists and physicians 
that is required in order to make pro-
gress in research on a disorder. I’ve 
learned a lot since then! 
 

In that first meeting with Sancy 
Leachman in late 2003, I asked her 
‘do you think $100,000 a year for 
the next 5 years would be suffi-
cient?’ Now others might have just 
said ‘fine’ and accepted that fund-
ing. Or, she might have told us that 
we would need at least $500,000 a 
year and discouraged us. 
 

But Sancy is a positive thinker and 
she saw the vision and necessity of 
involving many in the research and 
of the absolute necessity of bringing 
pachyonychia congenita to the re-
search forefront. She saw that we 
needed the minds and hearts of 
many to affect any treatment. As you 
know, PC is an ultra rare and little 
known disorder.  
 

Although the genes involved in PC 
had been discovered in 1995 by Ir-

win McLean and others, by 2003 
there was virtually no research un-
derway to find a treatment for PC. 
 
 

PC Symposium. Under Sancy’s 
leadership, an amazing group of the 
world’s best minds gathered in Feb-
ruary 2004 to discuss PC research. 
As you know, the information from 
this symposium was published as  
Pachyonychia Congenita Symposim 
Proceedings by the Journal of Inves-
tigative Dermatology (JID) in Octo-
ber 2005. This is a very prestigous 
scientificjournal. The cost of this 
publication was over $50,000. All of 
the authors had to spend a great deal 
of time preparing the material. In 
particular, Irwin McLean and Roger 
Kaspar devoted countless hours to 
make this publication possible. It is a 
great tool for PC. We want to dis-
tribute copies to dermatologists as 
well as to those interested in keratin 
research at unversities around the 
world.  
 

MSAB. Our Medical and Scientific 
Advisroy Board serve without any 
compensation. These  world leaders 
in genetic and keratin research hold 
regular conference calls to discuss 
progress towards our goals and insti-
gate many collaborate efforts. Mem-
bers include:  
Sherri Bale, PhD 
Birgitte Lane, PhD 
Sancy Leachman, MD, PhD (Chair) 
Roger L. Kaspar, PhD 
W.H. Irwin McLean, DSc, FRSE  
Leonard Milstone, MD 
Dennis Roop, PhD 
Frances J.D. Smith, PhD  
 

These leaders do many kind, helpful 
and supportive things for PC re-
search. We hope you will look up 
their biographies sometime on the 
internet and see what an amazing 
group of leaders are working for PC. 
 

Website and Publications. A major 
goal for PC Project for 2006-2007 is 
to update information on the website 
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to include validated treatment data 
collected through the IPCRR as well 
as information gathered and shared 
by PC patients. Also, we’d like more 
genetic information on the website.  
 

We now have 3 brochures which are 
distributed free of charge.  
• For Patients 
• For Medical Professionals and 

Scientists 
• Back to School (teachers, ad-

ministrators and friends) 
The 4th one for fund raising wasn’t 
effective and we haven’t reprinted it. 
We’d like to see many, many, many 
copies of the Back to School and For 
Medical Professionals brochures 
distributed. If you have a good qual-
ity color printer, you can download 
and print these -- or write for as 
many copies as you need. 
 

IPCRR. Why is this so important? 
How does it help? The questionnaire 
is long. (It may take you 30-60 min-
utes to complete it.) I wonder how to 
help patients catch a glimpse of the 
incredible value of this registry.  
Perhaps you’d like to know how this 
developed.  
 

When I first met with Sancy Leach-
man back in 2003, along with her 
vision for scientists and physcians, 
she said ‘we have to have an IRB-
approved patient registry.’ I argued 
many times with her about this. I 
had little understanding and finally 
Sancy said ‘you will have to trust me 
on this.’ I guess now I’m trying to 
tell each of you who have not yet 
become part of the IPCRR ‘you will 
have to trust me (and Sancy) on 
this.’ I’ll try to tell you why to the 
best of my own understanding. 
1. Why is the questionnaire so 

long? When we began, there 
was very little information about 
PC available. Many articles 
listed things that simply are 
NOT part of PC and not one ar-

ticle we found mentioned 
‘PAIN’ as the dominant problem 
for those with PC. The focus 
was on ‘thinning the nails.’ We 
had to include a broad range of 
questions before we could begin 
to limit questions because at the 
outset there was no data to rely 
on. Your questionnaire re-
sponses really, really, really 
make an impact on understand-
ing PC. 

2. Who developed the question-
naire? Sancy Leachman, Jan 
Schwartz, Mary Schwartz with 
some others from the University 
of Utah created the first draft. 
Copies were provided to all 23 
of the attendees at the February 
2004 Symposium. We held sev-
eral ‘extra sessions’ to critique 
and change questions, etc. These 
experts gave up their free time to 
do this!  

3. What is IRB? This stands for 
Institutional Review Board. In 
the USA, it is a governing body 
that oversees whether or not a 
scientist or physician is follow-

ing the HIPPA and other patient-
protection rules. There is a fee 
for submission and the protocol, 
once approved, has to be fol-
lowed exactly. 

4. How is the information used? 
The personal information is 
never released. The data is very 
important (a) The first thing 
used is just the number of people 
who are participating. If you 
look at our statistics above, 
you’ll see that we are waiting to 
receive 222 questionnaires 
which have been sent out and 
not returned. As that gap keeps 
growing, it tells me although we 
are locating new PC patients, we 
are not enrolling them in the 
registry at the same pace. (b) 
The IPCRR has already cor-
rected information on things that 
are not really part of PC and 
which have been confusing in 
the published literature. Answers 
about treatments and quality of 
life and pain are forming the 
basis for our applications to NIH 
and will become the basis for the 

  IPCRR STATISTICS - Aug 2006               
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347 PC patients identified
335 listed with PC Project
113 Questionnaire Received
Wonderful! Thank you!

WAITING TO RECEIVE 222 
QUESTIONNAIRES

117 Individuals in over 50 
families have received 
information on their specific 
genetic mutation.

A LONG CHAT WITH MARY (CONTINUED) 
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FDA applications. How I wish I 
had 300 questionnaires to cite 
instead of 113 -- but I am so 
grateful for the 113 who have 
resonded! Without your time 
and effort, we could not move 
forward at all. (c) the informa-
tion in the IPCRR is also used in 
deciding how to approach thera-
pies (which to test first, which 
will affect the most patients, 
etc.) It is very significant in our 
decision-making process. 

5. What happens after I send 
back the questionnaire? We 
schedule an appointment with 
Dr. Sancy Leachman who 
spends about an hour with each 
patient/family in a discussion on 
the quesionnaire responses. This 
is required in our protocol to 
have ‘physician-verified’ re-
sponses. Sancy answers ques-
tions you may have and has 
gained a lot of insight through 
these conversations. She also 
makes the referral for genetic 
testing if that has not been done 
for your family. 

6. Cost of the IPCRR? In 2005, 
the IPCRR costs were just over 
$40,000 and to date in 2006, 
$21,000 which includes the 
costs of mailing, physician con-
sultation, genetic conseling and 
blood test kits. For each partici-
pant in the IPCRR, the cost is 
approximately $750.00 although 
it is provided free to each par-
ticipant. We are grateful that the 
basic genetic testing is provided 
at no cost inasmuch as those 
tests would add over $100,000 if 
billed to PC Project directly. 

7. Future for IPCRR? Based on 
113 responses received, we de-
veloped a much shorter ques-
tionnaire (14 pages). However, 
with new insights gained in 
clinical trials, we are ‘back to 

the drawing board...’ We need to 
find better ways to assess pain 
and quality of life. It may be 
another six months before a new 
Questionnaire is available -- so 
please complete the ‘long one’ 
and return it. It is so important. 

8. Buddy system. Several PCers 
have offered to act as a ‘buddy’ 
if you have questions or con-
cerns about the questionnaire. 
Just let me know you’d like to 
be in touch with someone and 
I’ll get you connected. 

 

Patient advocacy. Almost every 
week there is a PC patient who 
needs some special help. This may 
be a letter to help with disability 
status, or a discussion with a local 
physician who may be considering 
unneeded surgery, an email to an 
employer, or special help for a new 
mom learning to care for a PC child. 
When there is a need, our medical 
advisory, Sancy Leachman, will im-
mediately respond and coordinate 
with other experts as needed. 
 

TransDerm, Inc. 
We are so fortunate to have 
formed a partnership with this 
small biotech firm (Roger Kaspar 
and Robyn Hickerson). All of 
their efforts are focused on PC  
research and their progress is 
very promising. 

 

Career Development Awardee. 
Frances Smith received this award 
for 2005-2007. She has many publi-
cations and presentations on PC and 
helps greatly to keep PC in the spot-
light of the research world. 
 

IPCC. PC Project also sponsors the 
International PC Consortium 
(IPCC), which includes both scien-
tists and physicians who are inter-
ested in working together to develop 
and deliver an effective treatment for 
PC. We send a quarterly newsletter 

and sponsor an annual meeting to 
present research progress and set 
new goals. 
 

In a recent newsletter sent to the 
IPCC members, I said the following: 
“I sometimes feel like the manager 
of a very large and very busy kitchen 
-- there are lots of pots boiling and 
many things being prepared and 
some things ‘cooking’ -- but as yet 
we haven’t delivered anything to 
those patients waiting at the tables 
in the dining area. I am grateful for 
and constantly amazed by the ef-
forts, kindness, interest and dedica-
tion to PC research. Thanks to each 
of you for all of your efforts. What a 
joy it will be when we can move out 
of ’the kitchen’ and serve the pa-
tients something effective to ease 
their pain.” In this ‘chatty newslet-
ter, I’d like to tell you a little about 
‘what’s cooking’ in the PC kitchen. 
 

IPCC Action Plan. The Action 
Plan adopted by the IPCC for 
2006-2007 includes: 

1. Continue efforts to bring siRNA 
to clinical trial.  
At this time siRNA has the most 
promise for early delivery to pa-
tients.  Before this can be used on 
patients, tests have to be done in 
other animals (such as mice and/or 
pigs). Tests in pigs are set to begin 
in October 2006. The cost of these 
tests is approximately $300,000. If 
we have to test in pigs, the costs may 
be as high as $1,000,000. At the 
IPCC meeting, a lot of issues were 
discussed such as whichsiRNA to 
test, where to conduct the tests, how 
to prepare for clinical trials for FDA 
approval, etc. Even though we have 
something that seems to work in 
cells, there are many complexities to 
decide as we move forward. How 
will we measure if it is effective in a 
non-subjective manner. How will we 
be able to deliver through the thick 

A LONG CHAT WITH MARY (CONTINUED) 
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callouses on PC feet? Every day, 
many experiments are underway to 
resolve these and other issues as we 
move forward.  

2.   Continue development of  the 
PC mouse. The first “PC Mice” 
have been born! Tests are now un-
derway by Dennis Roop and Jian 
Chen to determine whether the mu-
tation is ‘germline’ (i.e. carried in 
the mouse so that it will pass to off-
spring). These mice will be impor-
tant in future tests for PC therapies. 
 

3. Explore the use of ‘graft cham-
ber’ technology. Because the 
‘human’ skin has been successfully 
grown (see 8 below), we are not do-
ing anything further on this tech-
nique at this time. 

 

4. Further siRNA efficacy testing 
in mice. This is on-going at 
TransDerm (Roger Kaspar and 
Robyn Hickerson) and the results 
continue to be very promising. 

 

5. Develop immortalized cell lines 
that express K6a and K16 muta-
tions. Biopsies were taken from 
several patients and this has been 
successfully completed by Len Mil-
stone at Yale University so that we 
now have PC immortalized cell 
lines to use in testing of therapies 
for PC. 

 

6. Continue small molecule drug 
screening. This is on-going at the 
University of Dundee under the di-
rection of WH Irwin McLean and 
Frances Smith. The purpose is to 
determine whether existing, already 
approved drugs may have an effect 
on PC. 
 

7. Continue grant applications to 
fund PC research. The Center of 
Research Translation (CORT) grant 
application to the NIH for PC was 
scored and ranked in the top 1/3. We 
do not expect this will result in fund-
ing. However, we are moving for-

ward with on-going collaborations 
and additional grants are being con-
sidered. 
 

8. Develop PC ‘synthetic hu-
man skin.’ This collaboration was 
forged at the IPCC meeting with 
researchers in Spain. The biopsies 
from PC patients have been success-
fully grown as ’PC human skin’ and 
testing using this ‘PC skin’ will be-
gin in October. This will be a good 
resource for PC research. 
 

More... each day at PC Project there 
is something new. We’ve just com-
pleted ‘building out’ our basement 
office space to add windows and 
five computer stations. We have 
funded a gift account at the Univer-
sity of Utah so that Dr. Leachman 
can have more time available to de-
velop the clinical trial protocol for 
submission to the FDA and to help 
us with the many other projects we 
have in mind to assist patients while 
the treatments are being developed.  
 

I’ve enjoying “chatting” with you in 
this Newsletter and hope this infor-
mation is helpful to you. I won’t  
make promises I can’t keep - but it’s 
a fact -- lot’s ’cookin’ for PC!  Mary 
 
PC CLINICAL TRIALS 
Several small trials have been con-
ducted. The first used topical appli-
cations of Tazarac. No effect could 
be measured. The second was an 
off-label treatment of PC in a K16 
mutation carrier using Humira. 
These small trials have helped us 
realize how difficult it is to measure 
effect of a treatment in PC as pa-
tients tend to increase activity if 
pain is lessened. 
 

An informal ‘pain’ survey was  
requested by Sancy Leachman to  
assist as we seek to find accurate 
measurement tools for pain and ef-
fectiveness of treatments for PC.  

NEW PATIENT WEBSITE 
We have created a secure website 
where we can post information from 
Patient Support Meetings including 
photos of activities and events as well 
as the presentations given at the meet-
ings. If you have already  participated 
in the IPCRR (or as soon as I receive 
your questionnaire), I’ll provide your 
Username and Password to access this 
new site. (Yet another reason to send 
those back!) All those who attended 
the 2006 meeting will receive that 
information with this newsletter. 
 
PC FUND RAISING 
These acts of generosity are very touch-
ing. Together we will find a way to fund 
everything needed to succeed. 
• Prof. W.H. Irwin McLean  
hosted and funded a large portion of 
the 2006 Patient Support Meeting 
held in Dundee. WOW! 
• Five patients at the 2006 Dundee 
Patient Support meeting returned 
their $350.00 travel stipend to PC 
Project as a donation to PC research.  
• The aunt of a young PCer set up 
a ‘charity day’ at a local restaurant 
where she works and a portion of all 
tips plus other donations was  
collected for PC reseearch. 
• Under the leadership of Sylvie  
and Emilie, the PC group in France 
made a donation of $1700.00. 
• One family received a gift to 
help them with medical expenses 
and they sent $1500 of that to PC 
Project. 
• We regularly receive PayPal 
donations of $10 or $25 or $50 from 
PCers who want to support research. 
• We receive quarterly checks 
from the iGive shopping on-line  
fund raiser (information enclosed). 

A LONG CHAT WITH MARY (CONTINUED) 

NEWS - Rebecca Rhodes was se-
lected by a charity in her hometown 
to receive a bedroom designed just 
for her special needs. A  “Rebecca 
Rhodes” day was held to raise funds.  
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COMMENTS FROM  PCERS ABOUT THE 2006 PATIENT SUPPORT MEETING 
 

“Just a note to tell you how much we enjoyed the time we spent 
with all the members at the PC meeting in Dundee! It was great! 
Thank you so much for the organization and the hospitality. The 
program was interesting, fascinating and varied. The children had 
a wonderful time and they still talk about the games and the kids-
activities with Jan. And, (name withheld) now knows that she isn't 
the only person with PC and she saw for the first time in her life 
others with the same strange nails and sore feet. I think it was for 
her a sort of coming home, and it felt like a big family to us. It was 
nice and helpful to talk with other patients, scientists, doctors and 
children.” 
 

“Dundee was a great meeting and it was good to see the  
progress that has been made in the last 2 years.” 

 
“The Patient Support Meetings give me a great and unique opportunity to get in touch with the top scien-
tists in genetic disease research. This fact is very important to me, and I am proud of participating in a cer-
tain way in the future of the research and therapy of genetic diseases.” 
 
“During the meetings I also have a chance of getting to know many friendly and nice people that also have 
PC, and it is a fantastic opportunity to share my questions and feelings about it.” 
 
“Considering that I now know my mutation (...thanks PC Project!), I can understand exactly what it means, 
where it happened, and I can follow the concepts of the possible treatment's methods. With the right ac-
cess to information, I can understand if the idea of a particular treatment is all about a dream or if it's a 
solid proposition, based on scientific data and research. Finally, I am also confident that the research for a 
cure for PC will help many other patients with other genetic diseases. I will always do my best to partici-
pate in the future meetings.” 
 
My Favourite Thing...The best thing that I get from the meetings is to meet other PCers and talk to them about their 
experiences. 
Things I Learned...What PC Project is doing for us - which is the best in the world. 
Why I Like Patient Support Meetings...To meet the others and learn what is happening with the genetic research -
which is the way forward. 
How it feels to meet other PCers...Best ever - this is what I wanted to do many years ago but no dermatalogist 
would ever arrange it. 

“ 
 
 
“We had such a warm welcome from the researchers. They don't just treat us like a weird, interesting case. They 
seem to genuinely care, they feel like our friends. This makes me even more confident that they will 
do their best to help us, that they will find a cure. The visit to the lab was great. Everyone was really nice to us, and 
seemed to understand our needs: they took us from door to door by cars and made sure we had seats at the lab. It was 
the first time ever I had the chance to look at skin under a microscope and to see all the other equipment there. It 
feels incredible that they are using all of those expensive machines, doing all that hard work to help me - me, with 
this painful but not at all lethal disease. If it was just us, I would even feel a little embarassed, but I know the re-
search helps so many people with other conditions, too. I am so grateful.” 

Having Fun at the Kids Sessions 
Dundee 2006 

I’d like to feature patient news in the next Newsletter. Please send me news of all you are doing! 

“These meetings are such a wonderful family reunion each time. Not only the other 
patients, but their family members, and everyone working for the project seem like family.” 
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