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Figure S1. Evolutionary conservation of altered amino acid residue of
MYO7A. Amino acid alignment showing conservation of identified residues in
MYO7A across different species: R. norvegicus, M. musculus, G. gallus, X.
laevis, and D. rerio.
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Figure S2. Pedigrees and variants identified in MYO7A in Korean families.
Circles represent females and Squares males. Filled symbols indicate individuals
with HL and clear symbols denotes unaffected individuals. The number in the
clear symbols briefly indicates the number of unaffected relatives in families.
Grey filled symbols represent affected individuals not due to MYO7A mutations.
Probands with WES data were pointed. Genotypes below indicated every
individual for which a DNA sample was available for sanger sequencing.



Figure S3. Sanger
sequencing traces of six
families with MYO7A
variants in YUHL cohort.
Sanger sequencing traces
of five variants in MYO7A
are shown for individuals
from six families; YUHL50,
YUHL338, YUHL440,
YUHL541, YUHL550 and
YUHL911. The altered
amino acid is written in red.
In the case of YUHL50 in
which no sample from
affected relatives was
available, sample of patient
with no MYO7A variant at
the site was used as control.

YUHL550
MYO7A
c.3701C>G
p.Thr1234Ser

Thr/
SerArg Phe

ThrArg Phe

-21

-12

-22

-21

-31

-32

Arg/
GlnLys Ser

YUHL541
MYO7A
c.1847G>A
p.Arg616Gln

ArgLys Ser

AspGly Leu

Asp/
AsnGly Leu

YUHL338
MYO7A
c.223G>A
p.Asp75Asn

-21

-22

-31

-12

YUHL50
MYO7A
c.3731C>G
p.Pro1244Arg

ArgCys Gln

Arg
/HisCys Gln

-21

ctrl

YUHL440
MYO7A
c.2023C>T
p.Arg675Cys

Arg/
CysHis Leu

-21

-23

-24

LeuArgHis

-25

-32

-33

-22

-31

-34

YUHL911
MYO7A
c.2023C>T
p.Arg675Cys

-21

-12

-22

Arg/
CysIle Tyr

ArgIle Tyr

-11



Figure S4. Audiograms of the eight affected individuals with MYO7A
variants in YUHL cohort. The colored lines represent the pure tone
thresholds of each individuals. eight of 17 affected individuals were
available for their audiological phenotypes. Blue indicates PTA of patients
with MYSc variants and red with MyTH4 variants. The shaded area
indicates the 95% confidence interval of linear regression models fitted on
each data. Comparison of slopes was made using Prism v8. The
differences between the slopes are extremely significant, showing
phenotypic discrepancy in YUHL cohort depends on domains wherein
DFNA11 variants locate. (p < 0.0001)



Leu 1886Figure S5. Distribution of DFNB2-related pathogenic MYO7A variants.
Distribution of DFNB2-related variants satisfying AD threshold. Total of 43
variants listed as pathogenic in Deafness Variation Database.
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