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1. Importance of genetics in Duchenne and Becker
2. Free genetic testing through Decode Duchenne
3. Connecting to research through The Duchenne 

Registry
4. Answer your questions!

Topics for Today:



Genetic testing is the 
gold standard for 
diagnosis

How genetics shapes the story…
And 3 reasons why testing is important

Research

Family

Diagnosis

Mutation-specific 
therapies are in 
development

Results help                       
other family members 
get testing



Genetics Review



Normal Human Karyotype



X-linked Recessive Inheritance





Background: the DMD gene

The DMD gene has 79 exons… 
but what is an exon?

DMD gene 
sequence

Dystrophin 
protein



• More than 4000 unique genetic changes
• Fall into categories

Types of Changes in the DMD gene 

Type of Change % of Duchenne 
cases

% of Becker 
cases

Large deletions 60-70% 80-85%

Large duplications 10% 5-10%

Point mutations and 
other small changes 15-30% 10-15%



Types of Genetic Mutations



• One or more exons are missing or repeated

Large deletions and duplications



• Letters in the DNA sequence must stay in groups of three:

• Example sentence:

Out-of-frame vs. In-frame

AAC ATG CGG TAC

THE OLD DOG RAN TOO FAR

THE OLD DOG RAN TOO FAR THE OLD DOG RAN TOO FAR

THL DDO GRA NTO OFA R THE OLD RAN TOO FAR

Out-of-frame deletion: In-frame deletion:

Duchenne Becker



1. Helps to confirm the diagnosis
2. Essential for coordinating testing of family

members
3. Critical for mutation-specific research and 

approved therapies…new strategies target the 
specific DNA variant

Why is the type of genetic variant so important?



• For Nonsense Mutations:
– Nonsense mutation read-through

• PTC Therapeutics (Translarna®)

• For Deletions
– Exon skipping

• Sarepta Therapeutics (exon 51: Exondys 51®; exon 
45:  SRP-4045; exon 53: SRP-4053)

• NS Pharma (exon 53: NS-065/NCNP-01)
• Wave Life Sciences (exon 51: WVE-210201)

Mutation-Specific Therapies





þ Male with a confirmed or suspected diagnosis of 
Duchenne or Becker,
OR
Female with a relative with Duchenne or Becker with 
a known mutation                       

þ Never had genetic testing OR previous genetic 
testing has not confirmed a mutation

þ Any financial barrier
þ Legal resident of US or Canada

Criteria for 
Free Testing:

All testing performed at:



Over 1,100 participants to date in the 
Decode Duchenne program!









Goal of Duchenne Registry 
• To educate and connect the entire Duchenne and 

Becker community: 

– Individuals with Duchenne and Becker
– Families and caregivers
– Healthcare providers
– Researchers
– Industry



Education
Website, newsletters, email 

blasts, social media

Recruitment
Recruited for 8 clinical trials 
& 8 research studies in 2018 

Genetic Testing
Decode Duchenne genetic 

testing program

Advance Research
Exported data to 5 industries 

in 2018

The Duchenne
Registry

What We Do



www.DuchenneRegistry.org
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NEW Registry App Launching in 2019!







Your Registry Data

Demo-
graphics

Genetic 
Test 

Report

Medical 
Surveys

We review and 
curate data

We notify you about 
research opportunities

We can provide 
support specific to 

you

Our Team

You

Researchers

Data shared 
with qualified 
researchers 
and global 

registry

New research 
ideas generated

Data Provided for trial 
planning

The Duchenne Registry: Working Together to Advance Research

New trials 
begin

Industry



Your de-identified data is shared with: 
• TREAT-NMD Global Duchenne Registry
• Duchenne Regulatory Science Consortium

Your Data at Work
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Your Data Makes a Difference 
Register Today!

www.duchenneregistry.org



You Could Win an iPad!



Research > Clinical Trials
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Thank you!
Please visit us at the Registry table!

coordinator@duchenneregistry.org
888-520-8675


