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Editor's Message 

Karen Dolins, EdD, RD, CDN

Mom to Hannah, Age 13 

All of you who read this newsletter twice a year probably do 
so for a variety of reasons. Some get comfort from knowing 

that they're not alone in dealing with MSUD, and enjoy 

reading stories written by individuals describing how they or 
their loved ones live with the disease, while others look for 

practical advice such as recipes and products. Many of us are 
eager for news about advances that will allow us to put MSUD 
behind us. Two such advances are in the areas of liver 
transplantation and genetic engineering. 

This issue of the newsletter includes an update on medical 
therapy and encouraging news on genetic research. Past 
issues have explored liver transplant as an option (see 
Summer 2006 for the article written by Dr. George Mazareigos 

for more information on liver transplantation). Our organiza­
tion does not take a position on whether liver transplantation 
or genetic engineering is in the best interest of our popula­

tion. This is a very emotional issue for most of us, and a 

personal one, and we must continue to respect one another's 
opinions regardless of whether we agree with them. 
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Inside This Issue: 

SAVE THE DATE/ 

MSUD Symposium 2008 
will be held on June 26-28,2008 at the 

Columbus Embassy Suites in Columbus, Ohio 

Plan ahead to join us! 

New Treatments 

TOPIC: 
Genetic Research 
& Medical ifherapy 

for Metabolic Disorders. 

What about MSUD? 

Paul M. Fernhoff, MD, FAAP, FACMG 

Medical Director, Emory Medical Genetics 

During the past several years, new treatments for some 
metabolic disorders have become available that 
eventually might be used to treat MSUD. This is a brief 
overview of two of these new treatments. One is called 

"Enzyme Replacement Therapy" [ERT] which is now used 
to treat several lysosomal storage disorders [LSDs]. LSDs 
include disorders such as Gaucher and Fabry Syndromes. 
Another technology called "Chemical Chaperone Therapy" 
[CCT] is in the early stages of trial for use in LSDs and other 
metabolic disorders. 

Would either ERT or CCT work in MSUD? First a very brief 
reminder of what happens when someone has MSUD. You 
have heard many times that a person with MSUD lacks an 
enzyme called branched chain alpha-ketoacid dehydroge­
nase [BCKAD]. This enzyme is found in large amounts in 
the cells of our liver and kidneys. BCKAD helps our bodies 
break down leucine, isoleucine and valine, amino acids 
found in nearly all natural sources of protein. 

What is an enzyme? An enzyme is a large protein made 
up of many different amino acids. The amino acids are 

carefully assembled in a certain order to make an enzyme. 

(Fernhof( MD cont. on pa,ge 2) 

• TRANSPLANT SYMPOSIUM 2007
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The information contained herein does not necessarily represent the opinions of the MSUD Board, Medical or Nutritional �dyisors, 
or all of our members. Before applying any of the information contained in this newsletter, you must consult a MSUD specialist. 
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