
February 15, 2012 

Volume 1, Issue 1 

University of Pittsburgh 

If you would like to enroll 
in our study or give us up-
dated information on you 
and/or your child please feel 
free to contact either of 
our two research coordina-
tors, Meghan Mac Neal and 
Kara Levine, at cutislax@ 

pitt.edu or 412-383-7369. 

Research Update 

Recruitment 

Over the past year the cutis 
laxa research study has ex-
panded!  Dr. Urban, his 
collaborators, and the re-
search team have had two 
patient research clinics in 
2011.  This has allowed us 
to collect significantly more 

information on cutis laxa. 
 

This fall, Dr. Urban traveled 
to Lyon, France to meet 
with researchers from 
Europe and attend the Cu-
tis Laxa Internationale 
meeting.  Dr. Urban partici-
pated in the 4th Days on 
Cutis Laxa Conference or-
ganized by the patient sup-
port group Cutis Laxa In-
ternationale. As a part of 
the information day he gave 
a talk on the current use of 
animal models to better 
understand the mechanisms 
that cause cutis laxa and to 
develop new treatments. 

This event also provided a 
forum for research groups 
to discuss ongoing collabo-
rations related to cutis laxa 
research and to network 
with affected persons and 
their families. Two families 
from the USA were present 

at the meeting. 
 

In September 2011 we 
launched our own Univer-
sity of Pittsburgh cutis laxa 
research website 
(www.hgen.pitt.edu/
projects/cutislaxa/).  Our 
website contains informa-
tion on what cutis laxa is, 
how it is inherited, FAQs, 
research updates, and im-
portant links for our partici-
pants and anyone who is 
interested in learning more 
about cutis laxa or has any 
questions about our re-

search. 

we recruit helps us learn 
more, and we could not do 
this research without you!  
In 2012 we will be looking 
for both new participants 
and updates on people al-

ready enrolled. 

Recruitment for the cutis 
laxa study has been very 
active this year and we are 
pleased with the progress 
of data collection. The table 
below shows total recruit-
ment numbers for individu-

als and families participating 
through the research clinics 
in Pittsburgh and through 
their local physician.  A spe-
cial thanks goes out to all of 
our families who participate 
in this study.  Every person 

 

• Our next cutis laxa re-
search clinic is in Pitts-
burgh June 21-23, 2012.  
See page 2 for details. 

 

• We have a great research 
team with many new staff 
and student additions.  
Read more on page 3.  

 

• Make sure to check out 
our brand new website at 
www.hgen.pitt.edu/
projects/cutislaxa 
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Type of participation Families Individuals 

Pittsburgh Research Clinic Participants 23 26 

Total Participants 125 228 



Upcoming Clinic 

Spreading the Word 

We will be having a research clinic on June 21-23, 2012 for 12 participants.  
Please check your inboxes for official information and let either Meghan or 
Kara know if you would like more information about the upcoming clinic.  
We are hoping for a great turnout and look forward both to meeting new 
participants and seeing previous ones again.  If you have already participated 
in a research clinic and would like to know if you would be eligible to come 
back this summer, please email or call one of the research coordinators: 
 

Kara Levine or Meghan Mac Neal 
Phone: 412-383-7369 
Fax: 412-624-3020 

Email: cutislax@pitt.edu 

Over the past year, Dr. Urban and his research team have given multiple talks and research 
presentations to other members of the scientific and medical community.  Below you will find  
a list of our research publications from 2011.  Look on page 4 for our 2011 presentations.  
Slowly but surely, more and more people are hearing about cutis laxa!   
 

We encourage the families in our research study to become active in the cutis laxa community.  
Visit our website at www.hgen.pitt.edu/projects/cutislaxa/related_links.php for links to some of 
the support groups available to families.   We would also encourage the formation of an official 
non-profit organization for cutis laxa in the US.  If you are interested in helping with this  
endeavor, please contact our research team for more information.  Many participants have 
commented that it is really beneficial meeting/talking with other families who have been 
through similar situations.   

Cutis Laxa 2011 publications 
� Willaert A, Khatri S, Callewaert BL, Coucke PJ, Crosby SD, Lee JG, Davis EC, Shiva S, 

Tsang M, De Paepe A, Urban Z.  GLUT10 is required for the development of the cardiovascular 
system and the notochord and connects mitochondrial function to TGFb signaling. Hum Mol 
Genet. 2011 Nov 24. [Epub ahead of print] 

 

� Loeys B, De Paepe A, Urban Z. EFEMP2-Related Cutis Laxa. In: Pagon RA, Bird TD, Dolan 
CR, Stephens K, editors. GeneReviews [Internet]. Seattle (WA): University of Washington, 
Seattle; 1993-2011 May 12. 

 

� Callewaert B, Renard M, Hucthagowder V, Albrecht B, Hausser I, Blair E, Dias C, Albino A, 
Wachi H, Sato F, Mecham RP, Loeys B, Coucke PJ, De Paepe A, Urban Z. New insights into 
the pathogenesis of autosomal-dominant cutis laxa with report of five ELN mutations. Hum Mu-
tat. 2011 Apr;32(4):445-55. 

 

� Brunetti-Pierri N, Piccolo P, Morava E, Wevers RA, McGuirk M, Johnson YR, Urban Z, 
Dishop MK, Potocki L. Cutis laxa and fatal pulmonary hypertension: a newly recognized syn-
drome? Clin Dysmorphol. 2011 Apr;20(2):77-81. 
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Unpublished data showing altered 
localization of LTBP4 (red, yellow) in 
skin cells from cutis laxa patients 
(bottom) compared to control (top). 

Participants and research study staff after the presentations and 

support group meeting during the Fall, 2011 Cutis Laxa Clinic. 



Our Team 
and the study participants.  
Dr. Madan-Khetarpal and 
Juliann McConnell are a 
part of the clinical compo-
nent of our team.  They 
perform the genetic evalua-
tion at our cutis laxa clinics.  
We have several individuals 
working in the lab including 

The Cutis Laxa Research 
Team consists of Dr. Zsolt 
Urban, his collaborators,  
and his research staff.  As 
the principal investigator, 
Dr. Urban manages the 
research both from a labo-
ratory and clinical perspec-
tive.  Meghan Mac Neal and 

Kara Levine are the study 
coordinators, whose main 
responsibilities include re-
cruitment of new partici-
pants, coordination of the 
Pittsburgh clinics, and the 
management of data as well 
as information flow be-
tween our research team 
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a new lab manager Eliza-
beth Lawrence, doctoral 
student Sandeep Khatri, 
visiting student interns 
Bianca Schulz and Gulab 
Sher, masters student Chi-
Ting Su, and an under-
graduate student, Maureen 

McGowan. 



Cutis Laxa 2011 Presentations 

� Invited Seminar, Department of Anatomy, Biochemistry and Physiology, John A. Burns School of Medicine, University of Hawaii, Hono-
lulu, HI, January 10, 2011. “The molecular basis of elastic fiber assembly and TGFβ signaling: insights from human genetics.” 

 
� Invited Seminar, Department of Environmental and Occupational Health, Graduate School of Public Health, University of Pittsburgh, 

Pittsburgh, PA, April 28, 2011. “An elastic view of genes, environment and disease.” 
 
� Gordon Conference on Elastin and Elastic Fibers, Biddeford, ME, July 24-29, 2011. 

� Willaert A, Khatri S, Callewaert BL, Coucke PJ, Crosby SD, De Paepe A, Urban Z. GLUT10 connects 
cellular metabolism to TGFβ signaling. 

� Khatri S, Maxfield AB, Mecham RP, Joseph EM, Urban Z. Fibulin-4b is required for cardiovascular 
system development and as an antagonist of transforming growth factors tgfb2 and tgfb3.  

 
� 4th Days on Cutis Laxa, Cutis Laxa Internationale Meeting, Lyon, France, September 16-17, 2011. “Animal models of cutis laxa.” 
 
� Invited Seminar, Institute of Enzymology, Budapest, Hungary, September 20, 2011. “Arterial tortuosity: new intracellular and extracellu-

lar pathways of TGFβ regulation.” 
 
� 12th International Congress of Human Genetics, The American Society of Human Genetics, 61th Annual Meeting, Montreal, Canada, October 11-

15, 2011.  Urban Z, Willaert A, Khatri SM, Callewaert BL, Coucke PJ, Crosby SD, Loeys BL, Tsang M, De Paepe A. GLUT10 connects 
TGFβ signaling to cellular metabolism in cardiovascular development. 

 
� Invited Seminar, Department of Anatomy and Cell Biology, McGill University, Montreal, Canada, October 12, 2011. “Human genetic 

insights into the elastic fiber/TGFβ network.” 
 
� Pittsburgh International Lung Conference, Personalized Medicine of Lung Disease, Pittsburgh, PA, October 28-29, 2011. Urban, Z. The elastic 

fiber/TGF-beta network in rare and common forms of COPD. 
 
� Pittsburgh International Lung Conference, Personalized Medicine of Lung Disease, Pittsburgh, PA, October 28-29, 2011.  Levine K, Mac Neal M, 

Sciurba F, Urban Z. Genotype-phenotype correlations for pulmonary manifestations of cutis laxa. 
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Address 

City, State Zip 

Zsolt Urban, Ph.D. 
University of Pittsburgh 

Department of Human Genetics 
A300 Crabtree Hall, GSPH 

Pittsburgh, PA 15261 

Phone: 412-383-7369 
Fax: 412-624-3020 

Email: cutislax@pitt.edu 

University of Pittsburgh 

We’re on the web! 

www.hgen.pitt.edu/projects/cutislaxa 


