
 

 

MISSION: The Propionic Acidemia Foundation is dedicated to finding improved treatments and a cure for Propionic  
Acidemia by funding research and providing information and support to families and medical professionals.  

VISION: To create a future where Propionic Acidemia can be prevented and any affected individual can be cured and  
live a productive life. 
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PA/MMA Family Education Conference Summary 

On March 4th, the Propionic 
Acidemia Foundation partnered 
with Lurieõs Childrenõs Hospital 
for a combined PA/MMA family 
conference. We were able to 
meet in their conference cen-
ter. Families from the Chicago 
area, as well as, families from 

Wisconsin, Indiana, Missouri, California, and Michigan were in attendance. Thankfully, 
the snow that was forecasted did not arrive with the attendees. During meals and in be-
tween presentations families were able to visit with one another. There was a wealth of 
information shared among families. 

Drs. Prada and Baker gave an overview of Propionic Acidemia and Methylmalonic Acidem-
ia. Madi Hankins, a genetic counselor, gave a presentation Risk Assessment and Family 
Planning. She explained the probability of having a child with PA/MMA, different options 
for testing in utero to determine if a fetus has PA, assisted reproduction options, and adop-
tion.  

Over lunch, Carly Abate, a Child Life Specialist, led a breakout session on Caring for the 
Caregiver. Within small groups, attendees discussed self-care and tips & tricks on dealing 
with PA/MMA. Some of the self-care that individuals mentioned as helping them cope 
with stress were: riding a motorcycle, knitting, running, mindfulness, and yoga. 

Carolyn Serbinski, a genetic counselor gave an overview about Registries and Clinical Tri-
als. Ann Kozek, a dietician, gave a presentation on Nutrition in PA/MMA. 

Brittany Smith, PAFõs Treasurer spoke about emergency preparedness and introduced 
PAFõs updated Care Notebook and new Emergency Preparedness Handbook for Those 
with Propionic Acidemia/Methylmalonic Acidemia. 

Brenden Pragasam, brother to Aidan with PA, was able to give everyone an overview of 
the small feeding pump prototype that he is developing.  

We are grateful for the support of CoA, Moderna, 
Hemoshear, and Nutricia for sponsoring the conference. We 
were fortunate to have Garrett Austin take photos at the 
event. The Pennyõs Purpose provided handmade blankets to 
those in attendance. Zoia Pharma provided low protein foods 
that attendees were able to take home with them. Cam-
brooke provided low protein chips and pasta. 
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JUANI õS STORY  

stood his problem and 
taught his classmates to 
understand and accompa-
ny him. He also contin-
ued with his therapies and 
new customs and routines 
began to appear, such as 
sitting at a table and using 
his senses more to try 
textures and with it new 
sensations. Later he start-
ed his education at a spe-
cial school, which he con-
tinues to go to today and is known as the òhackeró, since he 
knows how to use electronic devices to watch his favorite car-
toons on YouTube. 

Juani is a very affectionate boy. He does not speak but makes 
himself understood. He loves the water and Mickey Mouse. 
With his sisters and his father we form a team that takes care 
and accompanies him. And there are also his grandparents, un-
cles and friends who are a fundamental network of support. 

But for those who read this, not everything is "hospital", 
"diagnoses",  and "blood work", there is also the fun part! Juan-
ito also swam on the beaches of Argentina, Brazil, Ecuador 
(turtles included!) and in South Florida (USA), he met Mickey 
Mouse and his friends in person, he got on several Disney and 
Universal games (including one of Jurassic Park, with the fall in 
a waterfall that mom did not like very much!), walked through 
Washington and New York, in short.... an adventurer! To those 
who have just started this race... Courage! Now there are more 
advances and more knowledge of the disease. My humble ad-
vice: try to put together a good medical team. Always have the 
emergency protocol. Do not waste time in guards or hospitals 
that do not know about the subject. In many cases parents know 
more than some doctors. Nobody knows our children better: 
never stay with a doubt or if you see something that "doesn't 
go"; or you don't like, TALK ABOUT IT! In these things it is 
better to apologize than ask for permission. Let's continue sup-
porting the causes of rare 
diseases, over all doctors 
and researchers, dissemi-
nating them in society. 
Hopefully the cure for PA 
will soon appear. and there 
will be no need to see 
more sick or hospitalized 
children. Hope is the last 
thing you lose! 

Juan Ignacio (Juani) was born on 08/15/2011 at the Naval 
Hospital of Buenos Aires, Argentina, after a normal pregnan-
cy and with two healthy older sisters, Delfina and Manuela. 
He was a long-awaited and sought-after baby... after two 
girls, the boy arrived!  On the second day of life he fell asleep 
and there was no way to wake him up to feed. 

They took him to neonatology and the next thing we knew, 
he was in a coma. They had never seen a similar case and first 
thought of a hospital infection and started giving him antibiot-
ics. But his condition did not change. After a few days of 
great anguish and uncertainty and through an external con-
sultant doctor that we were able to contact, the first signs of 
his illness arrived. He had 2117 blood ammonium. Finally, 

after about seven 
days in a coma and 
receiving treat-
ment with a sodi-
um benzoate solu-
tion, he woke up, 
thus began our 
story with the PA. 

The first years 
were very hard. 
We went in and 
out of the hospi-
tal, a little out of 
precaution and a 
little out of cau-
tion from the doc-
tors who were 

also learning about this new case... everyone is different! 
After a very serious pneumonia that had him 45 hospitalized 
days, he began to feed through a nasogastric tube; His doctors 
feared that when he used a bottle and in his condition that he 
had some hypotonia, he would have swallowing problems. 
Two years later they placed the gastrostomy button and with 
that the respiratory infections decreased. 

Our entire routine and our lives changed. The time between 
medical check-ups was spaced out more, since we had all 
learned to recognize and differentiate symptoms and habits, 
and more time could be used in therapy to improve his hypo-
tonia. and their cognitive disorders. His whole development 
was very slow and with each hospitalization he seemed to lose 
acquired skills. 

At the age of three and a half he began to walk and the first 
signs of autism and traces also appeared in his neurological 
system. But also new discoveries and challenges such as start-
ing a regular kindergarten at age 4, with teachers who under-
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Publication Note: The PAF Newsletter is published twice a year. Readers may subscribe by writing to PAF, registering online or calling  
877-720-2192. Letters and article submissions are welcome for consideration and may be sent to paf@pafoundation.com or mailed to Propionic 
Acidemia Foundation, P.O. Box 151, Deerfield, IL 60015-4421. If you would like to be removed from our mailing list or receive the newsletter via 
email, please contact us.  

WHATõS UP WITH AIDEN? AN  U PDATE  

Hemoshear Clinical Trial "HERO" Lurie Children's Hospital 

Aiden is nearing completion of Part A of the clinical trial. (whoo hoo!!!) 

This first part is focused on safety, but the kicker to be able to move to part B, is that they 
need at least 12 participants enrolled, which they don't have yet. There are a total of 3 
parts. I know it isn't feasible for all our kiddos to take part, but if you can, please check it 
out and consider enrolling. This will allow those who are currently enrolled to move for-
ward to part B and onto completion to see if the drug will prove as a beneficial treatment. 

We live in Ohio and travel to Chicago once a month for visits. I can't say enough about 
Lurie Children's & the positive experiences we have had with Dr. Prada, Carolyn, and the 
whole research team. They are compassionate, fun, trustworthy and have a sincere desire 
to see optimal results from the study! If you have any questions, please email cserb-
inski@luriechildrens.org. I know Dr. Prada and Carolyn would be happy to discuss the 
details of the trial. 

We are thankful to God, Hemoshear, and to Lurie Children's Research team for making this clinical 
trial possible. 

We hope & pray that the study will yield better treatment to all of those  
affected with PA. 

Fun Facts About Aiden 
¶ 5 yo and has a twin sister, Ava 
¶ loves his family 
¶ primarily gtube fed 
¶ loves taking his levocarnitine by mouth receives bolus feeds three times 

through out the day, 6 hours continuous feeds through the night. 
¶ receives ST and OT weekly 
¶ currently working on being potty trained! 
Favorite activities & foods 
¶ playing in the sand  
¶ mowing the lawn 
¶ veggie straws with guacamole 
Main struggle from P.A.  
¶ constipation - giving 4 oz of prune juice/ day is helping tremendously 


