
Genealogy of the 
CCM2 Exon 2-10 Deletion 
Founder Mutation
Connie Lee, Psy.D.

President and CEO



CCM2 
Common 
Deletion



13% of 
Cohort at 

Duke



Collecting 
Families 2009

Began introducing 
families to each other at 
conferences

2010

Patient Registry 
established

2013

Formed a Facebook 
group specifically for 
these families

2015

Free genetic testing 
program established



Where our 
families 

members 
live now



Northeast 
Entirely 
Omitted



Patient 
Registry 

Enrollees: 
Geography
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Geography



Origin of
Most of Our 

Families 



Connecting 
Genealogy, 
Finding a 
Founder

2013 – created Facebook group

We collected 30 separate families, total of 
65 named patients, representing 400+ 
non-overlapping affected family 
members.

We already knew the Bates and Bowlin
families intersected in the early 1900’s 
because of previous genealogical work by 
a member. Founder was Abraham Bowlin, 
born 1876.



December 
2018 -
September 
2019

With the addition of a new Florida/Louisiana family to 
our group, the families were able to make the first 
connection: they discovered that the Rushing family 
of South Carolina and the Bowlin family of Mississippi 
intersect around 1860 and both have the illness.

With research by a North Carolina family, we 
discovered that we could go back one more 
generation because Matthew Malachi Rushing Jr. had 
2 children who had the illness (Caroline and Ephraim).

February 2019 – brought in professional genealogist 
(president of NM Genealogical Society whose 
husband is from NC). She is helping pro bono.



October 2019

Looking at our families again, 
corrected a mistaken link - this 
ended up taking the families 
back one more generation.

Now the identified founding 
couple is Matthew Malachi 
Rushing and Sarah Mae Harrell, 
both born around 1762 in NC. 



Summary of 
connections

Matthew Malachi Rushing Sr. and Sarah Harrell had at 
least 2 affected sons, Matthew Malachi Jr. and Reuben.

Matthew Malachi Jr. had at least one affected daughter 
and one affected son, Caroline and Ephraim.

Reuben had at least one affected son, Thomas 
Jefferson Rushing. 

Caroline, Ephraim, and Thomas Jefferson went on to 
have many descendants.

The 8th generation affected by the common deletion is 
now in their 20s. 
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Tip of the Iceberg

• Matthew Malachi Rushing Sr. 
and Sarah Harrell had at 
least 12 children who lived 
to adulthood. Odds are good 
that Matthew Malachi Jr. 
and Reuben were not the 
only ones affected.

• Matthew Malachi Rushing Jr. 
had 8 children who lived into 
adulthood.

And so on…



Next Steps

• Our pro bono genealogist will be spending 12 days 
in Salt Lake City in January devoted to this project. 
We hope to fund additional genealogical assistance 
as needed.

Continue Genealogy

• Increase visibility of project through genetic testing 
labs, CCM Clinical Centers, regional providers.

Increase Visibility

• Reach out to state level legislators in the Deep 
South/Texas/Oklahoma through Rare Action 
Network and to Senators to help raise visibility and 
government support.

Advocate



Thank You!


