NLM Citation: Wallace SE, Stephens K, Mirzaa GM, et al. Resources for
Genetics Professionals — Genetic Disorders Associated with Founder

_ ) o Variants Common in the Finnish Population. 2018 Jun 14 [Updated
m) U.S. National Library of Medicine 2023 May 4]. In: Adam MP, Feldman J, Mirzaa GM, et al., editors.

e I S S GeneReviews® [Internet]. Seattle (WA): University of Washington,

Seattle; 1993-2024.
Bookshelf URL: https://www.ncbi.nlm.nih.gov/books/

Resources for Genetics Professionals — Genetic
Disorders Associated with Founder Variants Common
in the Finnish Population

Stephanie E Wallace, MD, "2 Karen Stephens, PhD,3 Ghayda M Mirzaa, MD, 14 and
Lora JH Bean, PhD>:®

Created: June 14, 2018; Revised: May 4, 2023.

‘stneReviews

A founder variant is a pathogenic variant observed in 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 Finnish 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.
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https://www.ncbi.nlm.nih.gov/books/n/gene/hi/
https://www.ncbi.nlm.nih.gov/books/n/gene/hi/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000352.4
https://www.ncbi.nlm.nih.gov/protein/NP_000343.2
https://www.ncbi.nlm.nih.gov/books/n/gene/agu/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000027.3
https://www.ncbi.nlm.nih.gov/protein/NP_000018.2
https://omim.org/entry/605258
https://www.ncbi.nlm.nih.gov/nuccore/NM_020661.4
https://www.ncbi.nlm.nih.gov/protein/NP_065712.1
https://www.ncbi.nlm.nih.gov/books/n/gene/ipa/
https://www.ncbi.nlm.nih.gov/books/n/gene/ipa/
https://www.ncbi.nlm.nih.gov/nuccore/NM_003977.2
https://www.ncbi.nlm.nih.gov/protein/NP_003968.2
https://omim.org/entry/240300
https://www.ncbi.nlm.nih.gov/nuccore/NM_000383.3
https://www.ncbi.nlm.nih.gov/protein/NP_000374.1
https://www.ncbi.nlm.nih.gov/nuccore/NM_213599.3
https://www.ncbi.nlm.nih.gov/protein/NP_998764.1
https://www.ncbi.nlm.nih.gov/books/n/gene/args-aciduria/
https://www.ncbi.nlm.nih.gov/books/n/gene/args-aciduria/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000048.4
https://www.ncbi.nlm.nih.gov/protein/NP_000039.2
https://omim.org/entry/603358
https://www.ncbi.nlm.nih.gov/nuccore/NM_004328.5
https://www.ncbi.nlm.nih.gov/protein/NP_004319.1
https://omim.org/entry/612284
https://www.ncbi.nlm.nih.gov/nuccore/NM_001080522.2
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https://www.ncbi.nlm.nih.gov/nuccore/NM_001030311.3
https://www.ncbi.nlm.nih.gov/protein/NP_001025482.1
https://www.ncbi.nlm.nih.gov/books/n/gene/chchd10-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/chchd10-dis/
https://www.ncbi.nlm.nih.gov/nuccore/NM_213720.3
https://www.ncbi.nlm.nih.gov/protein/NP_998885.1
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https://omim.org/entry/600143
https://www.ncbi.nlm.nih.gov/nuccore/NM_018941.4
https://www.ncbi.nlm.nih.gov/protein/NP_061764.2
https://omim.org/entry/276902
https://www.ncbi.nlm.nih.gov/nuccore/NM_174878.3
https://www.ncbi.nlm.nih.gov/protein/NP_777367.1
https://omim.org/entry/614499
https://www.ncbi.nlm.nih.gov/nuccore/NM_003805.5
https://www.ncbi.nlm.nih.gov/protein/NP_003796.1
https://www.ncbi.nlm.nih.gov/books/n/gene/epm1/
https://www.ncbi.nlm.nih.gov/books/n/gene/epm1/
https://omim.org/entry/254800
https://www.ncbi.nlm.nih.gov/nuccore/NT_011515.11
https://omim.org/entry/261100
https://www.ncbi.nlm.nih.gov/nuccore/NM_001081.4
https://www.ncbi.nlm.nih.gov/protein/NP_001072.2
https://www.ncbi.nlm.nih.gov/books/n/gene/lbsl/
https://www.ncbi.nlm.nih.gov/books/n/gene/lbsl/
https://www.ncbi.nlm.nih.gov/books/n/gene/lbsl/
https://www.ncbi.nlm.nih.gov/books/n/gene/lbsl/
https://www.ncbi.nlm.nih.gov/nuccore/NM_108122.4
https://www.ncbi.nlm.nih.gov/books/n/gene/tyrosinemia/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000137.4
https://www.ncbi.nlm.nih.gov/protein/NP_000128.1
https://omim.org/entry/233300
https://www.ncbi.nlm.nih.gov/nuccore/NM_000145.4
https://www.ncbi.nlm.nih.gov/protein/NP_000136.2
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https://www.ncbi.nlm.nih.gov/books/n/gene/nkh/
https://www.ncbi.nlm.nih.gov/books/n/gene/nkh/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000170.3
https://www.ncbi.nlm.nih.gov/protein/NP_000161.2
https://www.ncbi.nlm.nih.gov/nuccore/NG_016397.1
https://omim.org/entry/611890
https://www.ncbi.nlm.nih.gov/nuccore/NM_001003722.1
https://omim.org/entry/253310
https://omim.org/entry/105120
https://www.ncbi.nlm.nih.gov/nuccore/NM_000177.4
https://www.ncbi.nlm.nih.gov/protein/NP_000168.1
https://omim.org/entry/236680
https://www.ncbi.nlm.nih.gov/nuccore/NM_045014.2
https://www.ncbi.nlm.nih.gov/protein/NP_659451.1
https://www.ncbi.nlm.nih.gov/books/n/gene/mps1/
https://www.ncbi.nlm.nih.gov/books/n/gene/mps1/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000203.4
https://www.ncbi.nlm.nih.gov/protein/NP_000194.2
https://omim.org/entry/217300
https://www.ncbi.nlm.nih.gov/nuccore/NM_007035.3
https://www.ncbi.nlm.nih.gov/protein/NP_008966.1
https://omim.org/entry/223000
https://www.ncbi.nlm.nih.gov/nuccore/NM_002299.3
https://www.ncbi.nlm.nih.gov/protein/NP_002290.2
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/NG_009060.1
https://www.ncbi.nlm.nih.gov/nuccore/NM_000527.4
https://www.ncbi.nlm.nih.gov/protein/NP_000518.1
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https://www.ncbi.nlm.nih.gov/books/n/gene/dcm-lmna/
https://www.ncbi.nlm.nih.gov/books/n/gene/dcm-lmna/
https://www.ncbi.nlm.nih.gov/nuccore/NM_170707.3
https://www.ncbi.nlm.nih.gov/protein/NP_733821.1
https://omim.org/entry/249000
https://www.ncbi.nlm.nih.gov/nuccore/NM_017777.3
https://www.ncbi.nlm.nih.gov/books/n/gene/hnpcc/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000249.3
https://www.ncbi.nlm.nih.gov/nuccore/NM_000249.4
https://www.ncbi.nlm.nih.gov/books/n/gene/cadasil/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000435.2
https://www.ncbi.nlm.nih.gov/protein/NP_000426.2
https://omim.org/entry/256300
https://www.ncbi.nlm.nih.gov/nuccore/NM_004646.3
https://www.ncbi.nlm.nih.gov/protein/NP_004637.1
https://omim.org/entry/258870
https://www.ncbi.nlm.nih.gov/nuccore/NM_000274.3
https://www.ncbi.nlm.nih.gov/protein/NP_000265.1
https://omim.org/entry/610355
https://www.ncbi.nlm.nih.gov/nuccore/NM_024675.3
https://www.ncbi.nlm.nih.gov/protein/NP_078951.2
https://www.ncbi.nlm.nih.gov/books/n/gene/alpers/
https://www.ncbi.nlm.nih.gov/books/n/gene/alpers/
https://www.ncbi.nlm.nih.gov/nuccore/NM_002693.2
https://www.ncbi.nlm.nih.gov/protein/NP_002684.1
https://omim.org/entry/253280
https://www.ncbi.nlm.nih.gov/nuccore/NM_017739.3
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https://omim.org/entry/256730
https://www.ncbi.nlm.nih.gov/nuccore/NM_000310.3
https://www.ncbi.nlm.nih.gov/protein/NP_000301.1
https://omim.org/entry/266280
https://www.ncbi.nlm.nih.gov/nuccore/NM_004260.3
https://www.ncbi.nlm.nih.gov/books/n/gene/chh/
https://www.ncbi.nlm.nih.gov/books/n/gene/chh/
https://www.ncbi.nlm.nih.gov/nuccore/NG_017041.1
https://www.ncbi.nlm.nih.gov/books/n/gene/retinoschisis/
https://www.ncbi.nlm.nih.gov/books/n/gene/retinoschisis/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000330.3
https://www.ncbi.nlm.nih.gov/protein/NP_000321.1
https://www.ncbi.nlm.nih.gov/nuccore/NM_003784.4
https://www.ncbi.nlm.nih.gov/protein/NP_003775.1
https://www.ncbi.nlm.nih.gov/books/n/gene/mss/
https://www.ncbi.nlm.nih.gov/books/n/gene/mss/
https://www.ncbi.nlm.nih.gov/nuccore/NM_022464.4
https://www.ncbi.nlm.nih.gov/protein/NP_071909.1
https://www.ncbi.nlm.nih.gov/books/n/gene/issd/
https://www.ncbi.nlm.nih.gov/books/n/gene/issd/
https://www.ncbi.nlm.nih.gov/books/n/gene/issd/
https://www.ncbi.nlm.nih.gov/nuccore/NM_012434.4
https://www.ncbi.nlm.nih.gov/protein/NP_036566.1
https://www.ncbi.nlm.nih.gov/books/n/gene/diastrophic-d/
https://www.ncbi.nlm.nih.gov/nuccore/NM_000112.3
https://omim.org/entry/214700
https://www.ncbi.nlm.nih.gov/nuccore/NM_000111.2
https://www.ncbi.nlm.nih.gov/protein/NP_000102.1
https://www.ncbi.nlm.nih.gov/books/n/gene/lpi/
https://www.ncbi.nlm.nih.gov/books/n/gene/lpi/
https://www.ncbi.nlm.nih.gov/nuccore/NM_001126106.2
https://www.ncbi.nlm.nih.gov/nuccore/NM_006846.4
https://www.ncbi.nlm.nih.gov/protein/NP_006837.2
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https://omim.org/entry/604454
https://www.ncbi.nlm.nih.gov/nuccore/NM_022173.2
https://www.ncbi.nlm.nih.gov/protein/NP_071505.2
https://www.ncbi.nlm.nih.gov/books/n/gene/tk2-mtddepl/
https://www.ncbi.nlm.nih.gov/books/n/gene/tk2-mtddepl/
https://www.ncbi.nlm.nih.gov/books/n/gene/tk2-mtddepl/
https://www.ncbi.nlm.nih.gov/books/n/gene/tk2-mtddepl/
https://www.ncbi.nlm.nih.gov/nuccore/NM_004614.4
https://www.ncbi.nlm.nih.gov/protein/NP_004605.4
https://omim.org/entry/253250
https://www.ncbi.nlm.nih.gov/nuccore/NM_015294.3
https://www.ncbi.nlm.nih.gov/books/n/gene/udd/
https://www.ncbi.nlm.nih.gov/books/n/gene/udd/
https://www.ncbi.nlm.nih.gov/books/n/gene/udd/
https://www.ncbi.nlm.nih.gov/nuccore/NM_133378.4
https://www.ncbi.nlm.nih.gov/protein/NP_596869.4
https://www.ncbi.nlm.nih.gov/books/n/gene/sca-io/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca-io/
https://www.ncbi.nlm.nih.gov/nuccore/NM_021830.4
https://www.ncbi.nlm.nih.gov/protein/NP_068602.2
https://www.ncbi.nlm.nih.gov/books/n/gene/plosl/
https://www.ncbi.nlm.nih.gov/nuccore/NM_003332.4
https://www.ncbi.nlm.nih.gov/books/n/gene/cohen/
https://www.ncbi.nlm.nih.gov/nuccore/NM_017890.4
https://www.ncbi.nlm.nih.gov/protein/NP_060360.3
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https://omim.org/entry/260565
https://www.ncbi.nlm.nih.gov/nuccore/NM_004773.3
https://www.ncbi.nlm.nih.gov/protein/NP_004764.1
https://findis.org
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e 4 May 2023 (sw) Revision: RMRP variant nomenclature updated from g.70A>G to g.71A>G

e 30 June 2022 (sw) Revision: added AICDA, ANOS5, CERKL, CHM, CRADD, SERPINB7, SPINK?5; extensive
additional edits

o 14 June 2018 (sw) Initial posting
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