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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 Ashkenazi Jewish ancestry. Note: (1) Pathogenic variants that are common worldwide due to a
DNA sequence hot spot are not considered founder variants and thus are not included. (2) Disorders with a
carrier frequency <1/200 are not included.
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https://www.ncbi.nlm.nih.gov/books/n/gene/hi/
https://www.ncbi.nlm.nih.gov/books/n/gene/hi/
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https://www.ncbi.nlm.nih.gov/books/n/gene/scad/
https://www.ncbi.nlm.nih.gov/books/n/gene/scad/
https://www.ncbi.nlm.nih.gov/books/n/gene/scad/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000017.4
https://www.ncbi.nlm.nih.gov/protein/NP_000008.1
https://omim.org/entry/614265
https://www.ncbi.nlm.nih.gov/nuccore/NM_174917.5
https://www.ncbi.nlm.nih.gov/protein/NP_777577.2
https://omim.org/entry/225410
https://www.ncbi.nlm.nih.gov/nuccore/NM_014244.5
https://www.ncbi.nlm.nih.gov/protein/NP_055059.2
https://www.ncbi.nlm.nih.gov/books/n/gene/fap/
https://www.ncbi.nlm.nih.gov/books/n/gene/fap/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000038.6
https://www.ncbi.nlm.nih.gov/protein/NP_000029.2
https://www.ncbi.nlm.nih.gov/books/n/gene/canavan/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000049.4
https://www.ncbi.nlm.nih.gov/protein/NP_000040.1
https://www.ncbi.nlm.nih.gov/books/n/gene/wilson/
https://www.ncbi.nlm.nih.gov/nuccore/NM_0000353.4
https://www.ncbi.nlm.nih.gov/protein/NP_000044.2
https://www.ncbi.nlm.nih.gov/books/n/gene/bbs/
https://www.ncbi.nlm.nih.gov/nuccore/NM_031885.5
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https://www.ncbi.nlm.nih.gov/books/n/gene/msud/
https://www.ncbi.nlm.nih.gov/books/n/gene/msud/
https://www.ncbi.nlm.nih.gov/nuccore/NM_183050.4
https://www.ncbi.nlm.nih.gov/protein/NP_898871.1
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https://www.ncbi.nlm.nih.gov/books/n/gene/gaucher/
https://www.ncbi.nlm.nih.gov/nuccore/NM_001005741.3
https://www.ncbi.nlm.nih.gov/protein/NP_001005741.1
https://www.ncbi.nlm.nih.gov/books/n/gene/gsd4/
https://www.ncbi.nlm.nih.gov/books/n/gene/gsd4/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000158.4
https://www.ncbi.nlm.nih.gov/protein/NP_000149.3
https://www.ncbi.nlm.nih.gov/books/n/gene/dfnb1/
https://www.ncbi.nlm.nih.gov/books/n/gene/dfnb1/
https://www.ncbi.nlm.nih.gov/books/n/gene/dfnb1/
https://www.ncbi.nlm.nih.gov/nuccore/NM_004004.6
https://www.ncbi.nlm.nih.gov/protein/NP_003995.2
https://www.ncbi.nlm.nih.gov/books/n/gene/cms/
https://www.ncbi.nlm.nih.gov/books/n/gene/cms/
https://www.ncbi.nlm.nih.gov/books/n/gene/cms/
https://www.ncbi.nlm.nih.gov/nuccore/NM_013334.4
https://www.ncbi.nlm.nih.gov/protein/NP_037466.3
https://omim.org/entry/601228
https://www.ncbi.nlm.nih.gov/nuccore/NG_033791.1
https://www.ncbi.nlm.nih.gov/books/n/gene/tay-sachs/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000520.6
https://www.ncbi.nlm.nih.gov/protein/NP_000511.2
https://www.ncbi.nlm.nih.gov/nuccore/NM_000520.6
https://omim.org/entry/616881
https://www.ncbi.nlm.nih.gov/nuccore/NM_016401.4
https://www.ncbi.nlm.nih.gov/protein/NP_057485.2
https://www.ncbi.nlm.nih.gov/books/n/gene/ph3/
https://www.ncbi.nlm.nih.gov/books/n/gene/ph3/
https://www.ncbi.nlm.nih.gov/nuccore/NM_138413.4
https://www.ncbi.nlm.nih.gov/protein/NP_612422.2
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https://omim.org/entry/619007
https://www.ncbi.nlm.nih.gov/nuccore/NM_005530.3
https://www.ncbi.nlm.nih.gov/protein/NP_005521.1
https://omim.org/entry/609460
https://www.ncbi.nlm.nih.gov/nuccore/NM_015634.4
https://www.ncbi.nlm.nih.gov/protein/NP_056449.1
https://www.ncbi.nlm.nih.gov/books/n/gene/lca-ov/
https://www.ncbi.nlm.nih.gov/books/n/gene/lca-ov/
https://www.ncbi.nlm.nih.gov/nuccore/NM_181714.4
https://www.ncbi.nlm.nih.gov/protein/NP_859065.2
https://www.ncbi.nlm.nih.gov/books/n/gene/hyperchol/
https://www.ncbi.nlm.nih.gov/books/n/gene/hyperchol/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000527.4
https://www.ncbi.nlm.nih.gov/protein/NP_000518.1
https://www.ncbi.nlm.nih.gov/books/n/gene/deafness-overview/
https://www.ncbi.nlm.nih.gov/books/n/gene/deafness-overview/
https://www.ncbi.nlm.nih.gov/books/n/gene/deafness-overview/
https://www.ncbi.nlm.nih.gov/nuccore/NM_144612.7
https://www.ncbi.nlm.nih.gov/protein/NP_653213.6
https://www.ncbi.nlm.nih.gov/books/n/gene/rp-overview/
https://www.ncbi.nlm.nih.gov/books/n/gene/rp-overview/
https://www.ncbi.nlm.nih.gov/nuccore/NG_030040.1
https://www.ncbi.nlm.nih.gov/books/n/gene/ml4/
https://www.ncbi.nlm.nih.gov/nuccore/NM_020533.3
https://www.ncbi.nlm.nih.gov/books/n/gene/mecr-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/mecr-dis/
https://www.ncbi.nlm.nih.gov/nuccore/NM_016011.4
https://www.ncbi.nlm.nih.gov/protein/NP_057095.4
https://www.ncbi.nlm.nih.gov/books/n/gene/fmf/
https://www.ncbi.nlm.nih.gov/books/n/gene/fmf/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000243.3
https://www.ncbi.nlm.nih.gov/protein/NP_000234.1
https://omim.org/entry/604498
https://www.ncbi.nlm.nih.gov/nuccore/NM_005373.3
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https://www.ncbi.nlm.nih.gov/books/n/gene/hnpcc/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000251.3
https://www.ncbi.nlm.nih.gov/protein/NP_000242.1
https://www.ncbi.nlm.nih.gov/nuccore/NM_000179.3
https://www.ncbi.nlm.nih.gov/protein/NP_000170.1
https://www.ncbi.nlm.nih.gov/books/n/gene/ab-lipo-p/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000253.4
https://www.ncbi.nlm.nih.gov/protein/NP_000244.2
https://omim.org/entry/256030
https://www.ncbi.nlm.nih.gov/nuccore/NM_001271208.2
https://www.ncbi.nlm.nih.gov/protein/NP_001258137.2
https://www.ncbi.nlm.nih.gov/nuccore/NM_001271208.2
https://omim.org/entry/268100
https://www.ncbi.nlm.nih.gov/nuccore/NM_014249.4
https://www.ncbi.nlm.nih.gov/protein/NP_055064.1
https://www.ncbi.nlm.nih.gov/books/n/gene/deafness-overview/
https://www.ncbi.nlm.nih.gov/nuccore/NM_194248.3
https://www.ncbi.nlm.nih.gov/protein/NP_919224.1
https://www.ncbi.nlm.nih.gov/books/n/gene/als-overview/
https://www.ncbi.nlm.nih.gov/books/n/gene/als-overview/
https://www.ncbi.nlm.nih.gov/nuccore/NM_021980.4
https://www.ncbi.nlm.nih.gov/protein/NP_068815.2
https://www.ncbi.nlm.nih.gov/books/n/gene/pku/
https://www.ncbi.nlm.nih.gov/books/n/gene/pku/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000277.3
https://www.ncbi.nlm.nih.gov/protein/NP_000268.1
https://www.ncbi.nlm.nih.gov/books/n/gene/usher1/
https://www.ncbi.nlm.nih.gov/nuccore/NM_033056.4
https://www.ncbi.nlm.nih.gov/protein/NP_149045.3
https://www.ncbi.nlm.nih.gov/books/n/gene/pbd/
https://www.ncbi.nlm.nih.gov/books/n/gene/pbd/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000318.3
https://www.ncbi.nlm.nih.gov/protein/NP_000309.1
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https://www.ncbi.nlm.nih.gov/books/n/gene/pkd-ar/
https://www.ncbi.nlm.nih.gov/books/n/gene/pkd-ar/
https://www.ncbi.nlm.nih.gov/books/n/gene/pkd-ar/
https://www.ncbi.nlm.nih.gov/nuccore/NM_138694.4
https://www.ncbi.nlm.nih.gov/protein/NP_619639.3
https://www.ncbi.nlm.nih.gov/books/n/gene/cdg-1a/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000303.3
https://www.ncbi.nlm.nih.gov/protein/NP_000294.1
https://www.ncbi.nlm.nih.gov/books/n/gene/dkc/
https://www.ncbi.nlm.nih.gov/nuccore/NM_001283009.2
https://www.ncbi.nlm.nih.gov/protein/NP_001269938.1
https://www.ncbi.nlm.nih.gov/nuccore/NM_032957.5
https://www.ncbi.nlm.nih.gov/protein/NP_116575.3
https://www.ncbi.nlm.nih.gov/books/n/gene/arsacs/
https://www.ncbi.nlm.nih.gov/nuccore/NM_014363.6
https://www.ncbi.nlm.nih.gov/protein/NP_055178.3
https://www.ncbi.nlm.nih.gov/books/n/gene/ags/
https://www.ncbi.nlm.nih.gov/books/n/gene/ags/
https://www.ncbi.nlm.nih.gov/nuccore/NG_017059.1
https://omim.org/entry/616657
https://www.ncbi.nlm.nih.gov/nuccore/NM_003038.5
https://www.ncbi.nlm.nih.gov/protein/NP_003029.2
https://omim.org/entry/220100
https://www.ncbi.nlm.nih.gov/nuccore/NM_000341.4
https://www.ncbi.nlm.nih.gov/protein/NP_000332.2
https://www.ncbi.nlm.nih.gov/books/n/gene/pendred/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000441.2
https://www.ncbi.nlm.nih.gov/protein/NP_000432.1
https://omim.org/entry/609218
https://www.ncbi.nlm.nih.gov/nuccore/NM_001080442.3
https://www.ncbi.nlm.nih.gov/protein/NP_001073911.1
https://www.ncbi.nlm.nih.gov/books/n/gene/siod/
https://www.ncbi.nlm.nih.gov/books/n/gene/siod/
https://www.ncbi.nlm.nih.gov/books/n/gene/siod/
https://www.ncbi.nlm.nih.gov/nuccore/NM_014140.4
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