R1080P

RA425X A1090E .4023+2T>C
Y474X R1134X c.4227+1G>T c.4799+1G>C N1929H
P490Q C883X c.3409-2A>G  W1425X Y1603X L1934PfsX185(251)
1515T GB95Efs X106 c.3570+2T>C G1451X R1607W R1939Q
R237X G371R R518TfsX15 Y913AfsX90 L1138P 11490HfsX19 G1654S R1939W
c.711-2A>G G5418 R794H Q829X ©.2866+1G>A D1235AfsX30 ¢.4362+2T>G W1671LfsX73 11954del
FerB Cc2D C2F ™ (03
Q255H G368AfsX2  P534QfsX4 D661GfsX2 R822W R963X R1676C E1733K P1987R
G368R E394GfsX6  W536X R708X A9B4E P1697P  F1795C X1988RextX30
c.897-2T>A D398E V537VfsX1 N727S A969LfsX30 E1700Q E1804del
IVS9+5G>A E413NfsX9  E551SfsX5 E747X Q994VfsX6 K1811X
L573R E766del L1011P Y1822X
S581PfsX40 C772X P1825A
G614E G783AfsX17 D1842N
P630AfsX5 ¢.2093+1G>T ¢.5533+1G>A
R649PfsX5 ¢.2093-2C>T R1856Q

R656GfsX10

S3 Fig. Schematic structure of the otoferlin (OTOF) protein with reported mutations.

N - (NH2) terminus of the OTOF protein; C - carboxyl (COOH) terminus; TM - transmembrane domain (aa 1964-1984); FerB - Ferlin-specific motif;
C2 domains: C2A (aa 1-97), C2B (aa 254-352), C2C (aa 417-528); C2D (aa 960-1067), C2E (aa 1493-1592), and C2F (aa 1733-1863); CC - coiled
coil domain (aa 792-821). Inter domains regions are shown in blue. The mutation p.G371R (p.Gly371Arg [c.1111C>G]) identified in present study is
shown in red.



