Supplementary Table 4. Information on pathogenic variants in hearing loss-associated nuclear genes that were found in YUHL379-21 and 847-21

	Sample ID
	Gene
	Nucleotide changea
	Amino acid change
	Zygosity
	Amino acid sequence conservationb
	gnomADc
	gnomAD EAS
	MutationTasterd
	Polyphen2e
	SIFTf
	CADDg
	Clinvarh
	DVDi
	Classificationj

	YUHL379-21
	EYA1
	c.671G>T
	p.Gly224Val
	Het
	Mus musculus
	0.0001117
	0.003080
	Disease causing (1)
	Possibly damaging (0.805)
	Del (0.01)
	27.4
	Uncertain significance
	Pathogenic
	Likely benign
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	tropicalis
	
	
	
	
	
	
	
	
	

	YUHL847-21
	POU4F3
	c.491C>G
	p.Pro164Arg
	Het
	Mus musculus
	0.00001971
	0.0005776
	Disease causing (1)
	Benign (0.195)
	Del (0.05)
	23.1
	-
	Pathogenic
	Uncertain significance
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	Danio rerio
	
	
	
	
	
	
	
	
	


YUHL = Yonsei University Hearing Loss, gnomAD = Genome Aggregation Database, EAS, East Asian, SIFT = Sorting Intolerant From Tolerant, CADD = Combined Annotation Dependent Depletion, DVD = Deafness Variation Database, cDNA = complementary DNA. 
acDNA mutations are numbered according to the human cDNA reference sequence: NM_000503.6 (EYA1), and NM_002700.3 (POU4F3); +1 corresponds to A of ATG translation initiation codon.

bAmino acid residue is continually conserved throughout evolution, including the species indicated.

cgnomAD browser (https://gnomad.broadinstitute.org/; accessed on 30 July 2023).

dMutationTaster (https://www.mutationtaster.org/; accessed on 30 July 2023).

ePolyphen2 (http://genetics.bwh.harvard.edu/pph2/; accessed on 30 July 2023).

fSIFT (https://sift.bii.a-star.edu.sg/; accessed on 30 July 2023).

gPhred-like scores (scaled C scores) on the CADD (https://cadd.gs.washington.edu/; accessed on 30 July 2023).

hClinvar (https://www.ncbi.nlm.nih.gov/clinvar/; accessed on 30 July 2023).

iDeafness Variation Database (https://deafnessvariationdatabase.org/; accessed on 30 July 2023).

jClassification of variants based on a combination of internal evaluation and classification by variant interpretation platform for genetic hearing loss (http://hearing.genetics.bgi.com/; accessed on 30 July 2023).
