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A founder variant is a pathogenic variant observed at high frequency in a specific population due to the presence 
of the variant in a single ancestor or small number of ancestors. The presence of a founder variant can affect the 
approach to molecular genetic testing. When one or more founder variants account for a large percentage of all 
pathogenic variants found in a population, testing for the founder variant(s) may be performed first.

The table below includes common founder variants – here defined as three or fewer variants that account for 
>50% of the pathogenic variants identified in a single gene in individuals of a specific ancestry – in 
individuals of Georgian Jewish ancestry. Note: Pathogenic variants that are common worldwide due to a DNA 
sequence hot spot are not considered founder variants and thus are not included.

Author Affiliations: 1 Senior Editor, GeneReviews; Email: editor2@uw.edu. 2 Clinical Professor, Department of 
Pediatrics, University of Washington, Seattle, Washington; Email: editor2@uw.edu.

Copyright © 1993-2024, University of Washington, Seattle. GeneReviews is a registered trademark of the University of 
Washington, Seattle. All rights reserved.

https://www.ncbi.nlm.nih.gov/books/n/about/copyright/


Ta
bl

e. 
G

en
et

ic
 D

iso
rd

er
s A

ss
oc

ia
te

d 
w

ith
 F

ou
nd

er
 V

ar
ia

nt
s C

om
m

on
 in

 th
e G

eo
rg

ia
n 

Je
w

ish
 P

op
ul

at
io

n

G
en

e
D

iso
rd

er
M

O
I

D
N

A
 N

uc
le

ot
id

e C
ha

ng
e

Pr
ed

ic
te

d 
Pr

ot
ei

n 
Ch

an
ge

%
 o

f 
Pa

th
og

en
ic

 
Va

ria
nt

s i
n 

G
en

e 1

Ca
rr

ie
r 

Fr
eq

ue
nc

y
Et

hn
ic

ity
Re

fe
re

nc
e S

eq
ue

nc
es

Re
fe

re
nc

es

AD
A2

Ad
en

os
in

e 
de

am
in

as
e 2

 
de

fic
ie

nc
y

A
R

c.1
39

G
>A

p.
G

ly
47

A
rg

~1
00

%
 2

1/
10

G
eo

rg
ia

n 
Je

w
ish

N
M

_0
01

28
22

25
.2

 
N

P_
00

12
69

15
4.

1
H

as
he

m
 et

 al
 

[2
01

7]

CF
TR

Cy
sti

c 
fib

ro
sis

A
R

c.1
07

5_
10

79
de

lC
A

A
AC

in
sA

A
A

A
A

p.
G

ln
35

9_
Th

r3
60

de
lin

sL
ys

Ly
s

70
%

1/
26

G
eo

rg
ia

n 
Je

w
ish

N
M

_0
00

49
2.

4 
N

P_
00

04
83

.3
M

ei
-Z

ah
av

 et
 

al
 [2

01
8]

In
clu

de
d 

if 
≤3

 p
at

ho
ge

ni
c v

ar
ia

nt
s a

cc
ou

nt
 fo

r ≥
50

%
 o

f v
ar

ia
nt

s i
de

nt
ifi

ed
 in

 a 
sp

ec
ifi

c e
th

ni
c g

ro
up

A
R 

= 
au

to
so

m
al

 re
ce

ss
iv

e; 
M

O
I =

 m
od

e o
f i

nh
er

ita
nc

e
1.

 P
er

ce
nt

ag
e d

oe
s n

ot
 ac

co
un

t f
or

 th
e p

os
sib

ili
ty

 o
f r

ar
e d

e n
ov

o 
pa

th
og

en
ic

 v
ar

ia
nt

s o
cc

ur
rin

g 
in

 th
is 

po
pu

la
tio

n.
2.

 T
o 

da
te

, n
o 

ad
di

tio
na

l p
at

ho
ge

ni
c v

ar
ia

nt
s i

n 
th

is 
ge

ne
 h

av
e b

ee
n 

re
po

rt
ed

 in
 in

di
vi

du
al

s o
f t

hi
s e

th
ni

ci
ty

.

2 GeneReviews®

https://www.ncbi.nlm.nih.gov/books/n/gene/ada2-def/
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