Supplementary Table S1. Supporting criteria for classification of variants identified with trio-WES in our cases.

Case Gene Variant Heterozygosity GnomAD ClinVar Literature ACMG criteria [10] ACMG
MAF classification [10]
Case 1 SLC26A2 NM_000112.4 homozygous 271/282628 Pathogenic Hastbackaet PS1;PS3;PM1;PP3;PP5 Pathogenic
OMIM c.835C>T al.(1996) [27]
*606718 p-Arg279Trp
IFT27 NM_006860.4 homozygous 0 NA NA PM1,PM2;PP2;PP3 Likely pathogenic
OMIM c.350G>A
*615870 p-Gly117Asp
Case 2 DNAI1 NM_012144.4 homozygous 0 NA NA PM1,PM2;PP3;PP4 Likely pathogenic
and 3 OMIM c.1952G>A
*604366 p-Gly651Glu
TJP2 NM_004817.4 homozygous 2/1211386 Pathogenic NA PM1,PM2;PP3;PP5 Likely pathogenic
OMIM c.1594G>A
*607709 p-Gly532Arg
Case 4 DCLREIC NM_001033855.3 homozygous 1/250754 NA Le Deist et PS1;PS3;,PM1;PM2;PP Pathogenic
OMIM c.95C>G al.(2004) [16] 3
*605988 p-Ser32Cys
ATM NM_000051.4 homozygous 0 NA NA PVS1,PM2 Likely pathogenic
OMIM €.6472_6473del
*607585 p-Met2158fs
Case 5 GRIN2B NM_000834.5 heterozygous, de 0 NA NA PS2,PM2;PP3;BP4 Likely pathogenic
OMIM c.1246T>C novo
*138252 p-Phe416Leu
SLC25A12 NM_003705.5 heterozygous, de 0 NA NA PS2,PM2 Likely pathogenic
OMIM c.116_117del novo (maternal
*603667 p-Phe39fs allele)




NM_003705.5 heterozygous, 2/282776 NA NA PM1,PM2;PM3;PP3 Likely pathogenic

c.1757G>A paternal
p-Arg586GIn
Case 6 OTOA NM_144672.4 heterozygous, 7/251128 NA NA PM2;BP4 Vus
OMIM c.605G>A paternal
*607038 p-Arg202GIn
NM_144672.4 heterozygous, 0 NA NA PM2;BP4 vus
c.965C>T maternal
p-Thr322Ile
Case 7 CLN6 NM_017882.3 homozygous 0 NA Berkovic et PVS1;PS4;PM2 Pathogenic
OMIM c.424dup al.(2019) [28]
*606725 p-Tyrl42fs
Case 8 TNPO2 NM_001136196.2 heterozygous, de 0 NA NA PS2,PM2 Likely pathogenic
OMIM c.313C>T novo
*603002 p-Argl05ter

Abbreviations: BP: benign supporting; MAF: minor allele frequency; NA: not available; PM: pathogenic moderate; PP: pathogenic supporting; PS: pathogenic
strong; PVS: pathogenic very strong; VUS: variant of unknown significance.
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