
We w ish you al l  a happy and healthy star t to the new  
decade and thank you for  your  continued suppor t for  
the John Ritter  Research Program. As we work to 

understand the 
r elationships between 
genetics and aor tic and 
vascular  disease, we 
would l ike to take the 
oppor tuni ty to use this 
newsletter  as a 
platform to provide 
quar ter ly updates on 
the effor ts our  team 
and this community 
have made toward 
improving outcomes for  patients and famil ies.

2019 was a busy year  for  the John Ritter  Research Program. 
With the help of our  col laborator s, patients, and research 
par ticipants, we made major  str ides in advancing aor tic disease 
research. Members of our  lab published several key r esearch 

ar ticles in 2019 
including a r eview  of 
the 'Genetics of 
Thoracic and 
Abdominal Aor tic 
Diseases' in the well  
know n Circulation 
Research journal. 
With this momentum, 
we plan to accomplish 
even more in 2020!
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This past year , Dr. 
Mi lew icz tr aveled to the 
UK to speak on the 
cr i tical need for  
identi f ication and ear ly 
diagnosis of aor tic 
dissection to save l ives. 
The THINK AORTA 
campaign is dedicated 
to r aising awareness 
among healthcare 
professionals. 

Happy  new  Year  
f r om  t he  j RRP!
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Recent r esearch f indings published in the 
Journal of the American College of Cardiology 
shows the role genetics contr ibutes to aor tic 
dissections in patients w ith no family histor y 
of aor tic disease. The study which included a 
r eview  of 355 patients by Guo et al., 
highl ights that almost 10% of patients w ith a 
histor y of "sporadic" aor tic dissection have 
an identi f iable genetic cause. Sporadic 
dissection r efer s to patients diagnosed w ith 
an aor tic dissection who don't have a family 
histor y or  any physical character istics we see 
in patients w ith Mar fan or  Loeys-Dietz 
syndrome, such as long f ingers or  scoliosis. 

Whi le i t is well-know n that up to 20% or  1 in 
5 patients diagnosed w ith an aor tic aneur ysm 
or  dissection have a family member  who is 
also affected, data from this study shows that 
people w ithout a fami ly histor y sti l l  need 

genetic consultation and testing. "I t 's a 
common misconception that i f  you don't have 
a family histor y of aor tic disease or  features 
of Mar fan syndrome, the disease is not 
genetic," said JRRP Genetic Counselor , Alana 
Cecchi.  

The THINK AORTA campaign, 
ini tial ly launched through 
patient and provider  advocacy 
effor ts in the UK and Ir eland, 
w i l l  be expanding to the US in 
2020 under  the guidance of Dr. 
Dianna Mi lew icz and exper t 
col laborator s. 

The goal of the campaign is 
simple, yet extr emely 
impor tant. Aor tic dissections 
often lead to fatal i ties i f  not 
diagnosed in a timely manner  

by medical 

professionals. THINK 
AORTA is focused on 
cultivating awareness 

among emergency 
medical provider s to 

improve the outcomes for  
patients w ith aor tic dissections. THINK 
AORTA is scheduled to launch across US 
hospitals this year  w ith the help of patient 
and provider  advocates. To make this 
successful, we need advocates to 
work w ith their  local provider s 
and hospitals to r aise awareness 
and promote the THINK AORTA 
campaign mater ials in 
emergency depar tments across 
the countr y. I f  you are interested 
in par ticipating in the campaign, 
you can contact 
info@johnr i tter r easearchprogram.org.

AORTIC 
IMAGING FOR 
FAMILY 
MEMBERS

Guidelines from the Amer ican College of Cardiology 
Foundation and Amer ican Hear t Association r ecommend 
thoracic aor tic imaging for  f i r st-degree relatives of patients 
w ith thoracic aor tic aneur ysms or  dissections to identi fy 
people w ith asymptomatic disease. This may include imaging 
such as an echocardiogram or  chest CT scan. Talk to your  
healthcare provider  about how  you can get screened. 

t hink aor ta
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After  Zow ie Claudio lost her  
father  at age 35 and brothers 
at ages 23 and 18, she and 
her  mother  knew  they 
needed to take action. 

A member  of the Claudio 
fami ly contacted Dr. Dianna 
Mi lew icz, Dir ector  of the 
John Ritter  Research 
Program at UTHealth in 2005 
after  the death of Zow ie's 
father. Several members of 
the family enrol led in Dr. 
Mi lew icz's r esearch study 
focused on identi fying genes 
that predispose to aor tic 

aneur ysm and dissection. 

At the time when they 
entered the study, the 
under lying genetic cause for  
the family's aor tic disease 
was unknow n. Several years 
later , through par ticipation 
in the study, the family's 
causative gene mutation was 
identi f ied, an alteration in 
the PRKG1 gene. Researchers 
in Dr. Mi lew icz's Lab 
determined that Zow ie, her  
father , and two brothers, al l  
car r ied a PRKG1 gene 

mutation, r esponsible for  the 
aor tic dissections in their  
fami ly.

"Being able to pinpoint the 
genetic cause of disease is 
ver y power ful. I t al lows 
healthcare provider s to use a 
gene-based medical 
management str ategy -- the 
goal of per sonalized 
medicine," Mi lew icz said. 
"Know ing the gene enables 
us to test fami ly members 
who are at-r isk to prevent 
additional deaths from 
dissections." 

Armed w ith the information 
that Zow ie, 16, car r ies the 
gene mutation that 
predisposed to the deadly 
aor tic dissections her  father  
and brothers suffered, the 
family tr aveled to Houston, 
Texas to undergo a 
preventative aor tic r epair  in 
the hands of Dr. Anthony 

Estr era, Chair  of 
Cardiothoracic and Vascular  
Surger y at UTHealth. "We 
needed to do something. We 
couldn't just hope that 
ever ything would be al l  
r ight," Zow ie's mother , 
Angela, said.

Zow ie's surger y was a 
success, r educing her  r isk of 
death from aor tic dissection. 
She's back at school, enjoying 
time w ith fr iends and family.

"We  Needed  t o  do  
somet hing."

PREVENTATIVE  SURGERY 
FOR  GENETICALLY 
TRIGGERED  THORACIC 
AORTIC  DISEASE

Pat ient  st or y spot l ight

Zowie and her mother Angela, enjoying a trip to Alaska after recent aortic surgery.

Zowie with her mom and brother, at 
Disney World.



Fol l ow  us  on 
social   media

Email us at JRRP.r esear ch@uth.tm c.edu. You may be el igible to 
par ticipate in r esearch i f :

1. You have been diagnosed w ith a thoracic aor tic aneur ysm 
or  dissection and have a family member  who has had an 
aneur ysm or  dissection.

2. You have been diagnosed w ith a thoracic aor tic dissection 
at age 55 years or  younger.

3. You are a woman who had a dissection dur ing 
chi ldbear ing years (under  50) or  dur ing/after  pregnancy.

Par ticipating in genetic r esearch is not a r eplacement for  
consultation w ith a genetics professional or  cl inical genetic 
testing. You can f ind an exper t in your  area through the Mar fan 
Foundation, National Society of Genetic Counselor s, and the 
Amer ican Board of Genetic Counseling.

Cal endar
Januar y 20

Apr il  4

July 9- 12
The 36th Annual Mar fan 
Foundation Conference 
w i l l  be held in Boston, MA.

The John Ritter  
Foundation and Aor tic 
Hope w i l l  host a joint 
symposium in Baltimore 
for  the patient 
community. Watch for  
more event detai ls in 
coming months.

Aor tic Hope hosts "Ask a 
Dr." w i th Dr. Prakash, 
UTHealth Cardiologist 
special izing in thoracic 
aor tic disease.

HOW TO GET INVOLVED
IN  RESEARCH

6431 Fannin Street

MSB 6.100 Houston, TX 77030

713-500-6715 (phone)

JRRP.research@uth.tmc.edu

CONTACT

contact   us   t o  l ear n  how  you  can  par t icipat e  in  one  
of   our   r esear ch  st udies

Please consider  suppor ting our  r esearch to 
propel this mission for ward. 
Your  gi f t makes i t possible for  our  team of dedicated 
r esearchers to investigate the genetic causes of aor tic 
aneur ysms and dissections to improve outcomes for  
patients and famil ies. 

 

r esour ces
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