Table 1.

ACMG/AMP Criteria . . EXAC EXAC _ .
- o applied Clinvar ClinGen Allele ClinVar disease
Variant Classification (not including BA1 or D Registry ID Source Source entr
& gistry Pop Pop MAF y
. Deficiency of Acyl-
ACAD9 NM_014049.4: c.-44__ vUs PS3_Supporting; BS2 1018 CA114709 3 128,598,490 CTAAG  AFR 01261  CoA dehydrogenase
41dupTAAG ;
family, member 9
. PS4; PP1_Strong;
NM_004004.5: ¢.103G>A Pathogenic PM3_VeryStrong; 17023 CA172210 13 20,763,612 T EAS 0.07242  Deafness autosomal
(p.Val37ile) recessive
PS3_Moderate
NM_000410.3: c.187C>G Pathogenic* PS4 10 CA113797 6 26,091,179 G NFE 0.1368 Hereditary
(p.His63Asp) hemochromatosis
NM_000410.3: ¢.845G>A Pathogenic* PS4; PP3 9 CA113795 6 26,093,141 A NFE 0.05135 LGNSR
(p.Cys282Tyr) hemochromatosis
MEFV NM_000243.2: ¢.1105C>T vUS PM3; PM5 2551 CA280114 16 3,299,586 A EAS 0.07156 LElullic]
(p.Pro369Ser) Mediterranean fever
NM_000243.2; c.1223G>A _ Familial
L vUs PM3; PM5 2552 CA280116 16 3,299,468 T EAS 005407 LT
PIBF1 NM_006346.2: . 1214G>A vUs PMS3; BS2 217689  CA210261 13 73,409,497 A AMR 0.09858  Joubert syndrome
(p.Arg405GIn)
ACADS AL A el VUS PS3_Moderate; PM3; PP3 3830 CA312214 12 121,175,678 T FIN# 006589  Deficiency of butyryl
(p.Argl71Trp) CoA dehydrogenase
A4:c. . Biotidi
BTD NALCRDE0 25 CASEERE Pathogenic  PS3; PM3_Strong; PP3; PP4 1900 CA090886 3 15,686,693 c FIN# 005308 ioricinase
(p.Asp444His) deficiency
*ACMG/AMP criteria selected does not match the classification as these variants are common low-penetrant variants and the ACMG/AMP

guidelines are not designed for this variant type
# Detected at >5% MAF only in Finnish population (see text).
Genomic coordinates on build GRCh37

AFR: African/African American, EAS: East Asian, NFE: Non-Finnish European, AMR: Latino, FIN=Finnish



