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This guidance is from Biesecker et al 2023. For full information, please see the article:
https://pubmed.ncbi.nlm.nih.gov/38103548/
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Table 3. Points derived for co-segregations for traits

‘Number of individuals with co-segregations

1 2 3 a B
Autosomal-recessive affected Points™* 20 40 60 80 100
Autosomal-recessive unaffected” 04 08 12 16 20°
Autosomal-dominant affected and 10 20 30 40 50
unaffected*

X-linked-recessive male affected and 10 20 30 40 50
unaffected”

*Only count unafected individuals if disease is fully penetrant. Do ot count unaffected parents as they are used to establish phase.

©These points apply to the allele, and f there is more than one variant on that allele, the evidence for the allele must be divided by the number of variants. See text.
“Capped at +5.0 points for alllocus evidence (PP1 and PP4) above +5.0 points per allele.

“Continue to add +0.4 points for each meiosis above five.

“Additional segregations can be counted for obligate heterozygous females.





