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Table S1. The genotypes identified in this study among Russian patients carrying pathogenic or probably pathogenic gene variants.

ClinVar ID, The ClinVar  Type of Num-

Genot Effect
Gene enoype e accession numbers ° Inher- ber of Phenotype
Allele 1 Allele 2 Allele 1 Allele 2 Allele 1 Allele 2 itance Patients
. this study,
ADGRVI  ¢.6610C>T ¢.10198C>T p.GIn2204* GIn3400* this study, o-yi0y75043 AR 1 SNNSHL
‘ ‘ ' P SCV002754430
this study,
MYO15A c.6046+1G>A c.8910del splice p-Val2971fs*63 VCV000164536 SCV 00275443 AR 1 SN NSHL
2
this study, VCV00004328
MYO7A ¢.1738_1745del .5573T>C .Val581 * .

O ¢.1738_1745de ¢.5573T> p.Val581Leufs*28  p.Leul858Pro SCV002754433 g AR 1 SN NSHL
MYO7A  c.2558G>A wt p-Arg853His wt VEV000043186 - AD 1 SN NSHL
MYO7A c.2557C>T wt p-Arg853Cys wt VCV001333565 - AD 1 SN NSHL

this study,
MYO7A c.3262C>T c.3893G>A p-GIn1088* p-Gly1298Glu  VCV000371695 SCV00275443 AR 1 SN NSHL
4
this study. this study,
YO7A c¢.361 1 4 A . Argfs* . g
MYO c.3612_3615de c.4528G> p-Ser1205Argfs*26  p.Glul510Lys SCV002754435 SCV00275443 AR 1 SN NSHL
this study, VCV00000356
? ? *
OTOA  ¢.562_569dup g.(?_21624041)_(21730798_?)del = p.Phel91fs*48 del(OTOA) SCV002754437 1 AR 1 SN NSHL
this studys,
this studys, SN
* *
OTOF c.2656del c.2656del p-Val886Serfs*114 p.Val886Serfs*114 SCV002754438 SCVO(;275443 AR 1 NSHLAAN
. . SN
OTOF c.4799+1G>A c.3192C>G splice p-Tyr1064 VCV0001648415SCV002754442 AR 1 NSHI+AN
this studys,
this studys, SN
TOF c¢.51 170del .4903A>T Jle1724Leufs*1 .Argl1635*
OTOF  ¢.5169_5170de c.4903A> p-Ile eufs*19 p-Argl635 SCV002754439 SCV00275444 AR 1 NSHI+AN

0
OTOF c.4903A>T €.2214+5G>C p.Argl635* splice this studye, this studys, AR 1 SN
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SCV002754440 SCV00275444 NSHL+AN
1
POU3F4  c.916C>T - p.GIn306* - SCV002754444 - XLR SN NSHL
this study,
POU3F4 c.983A>G - p-Asn328Ser - SCV002754443 XLR SN NSHL
PTPRQ  ¢.1291C>T c.2726del Argd31* Gluo09Glyfs*15 TS Sy, goyh075aas6 AR SN NSHL
‘ ' P-ATB P- Y59 gcv002754445
this study, N SI?III\j SN
SLC26A4  c85G>C ¢.107A>C p.Glu29GIn p.His36Pro  VCV000004839 SCV00275444 AR NSHLAEY
7
A
this study,
SLC26A4  c1262A5G .107A>C p.GInd21Arg p.His36Pro  VCV000430229 SCV00275444 AR SN NSHL
7
p.Gly334Val this study, SN
SLC26A4  c.1001G>T .208C>T (splice p.Pro70Ser  VCV000189039 SCV00275444 AR NSHL+EV
P 8 A
SLC26A4  ¢.1001G>T c.1001G>T p.Gly334Val, HC p‘((;slgfiigal VCV000189039 VCVO%018903 AR SN NSHL
VCV00106520 SN
SLC26A4  ¢.1229C>T c317C>A p.Thr410Met p.Alal06Asp  VCV000043498 A AR NSHL+EV
A
del(STRC-CKMT1B VCV 4
STRC  c2171_2174del g.(?_43890333)_ (43940887 2)del p.Val724Glyfste GCICTRCC VCV000004344 © V00068804 SN NSHL
- CATSPER2) 9
this studys,
STRC ¢2171_2174del g.(2_43906612)_(43906674_)?del p.Val724Glyfs*6  delSTRC,ex5 VCV000004344 SCV00275445 AR SN NSHL
5
£.(2_43890333)_ 14 del(STRC-CKMTI1B del(STRC-CKMT1B VCV00068804
STRC  Ciadaossy 2ydel &(-43890333)_ (43940887 2)del ““0 Lo CATSPERy)  VCV000658049 o AR SN NSHL
8.(2_43890333)_ o+ delSTRC-CKMTIB  del(STRC-
STRC 10857 2yl &C-43890333)_ (43897714 2)del "2 o kg VCVO0UGSS049SCV002754456 AR SN NSHL
? -
st BOASBIBII_ o 13g00333) (43893072 2)del THSTRECKMIIB 4 o pCexd5  VOV000688049SCV002754457 AR SN NSHL

(43940887 _?)del

- CATSPER?2)
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1(STRC-CKMT1B 4
STRC  c4d02C>T  g(2_43890333)_ (43940887 7)del  p.Arglees®  °° (SC ATCSEEIQ/;) VCV000179758 ¥ V00068804 p SN NSHL
del(STRC-CKMT1B VCV00068804
STRC  c4057C>T  g.(?_43890333)_ (43940887_?)del  p.Gln1353* el( VCV000242391 AR SN NSHL
- CATSPER?) 9
TECTA  c5597C>T wt p.Thr1866Met wt VCV000236058 - AD SN NSHL
this study,
TECTA  c1756C>T .2458A>T p.Arg586* p.Lys820*  VCV001704157 SCV00275444 AR SN NSHL
9
TMCI  ¢1750C>T c.1250G>A GIn584* Gly417Glu thisstudy, ¢-07smas1 AR SN NSHL
: ‘ p- Py SCV002754450
TMPR 1654
M ; 55 L413CA ¢.208del p.Ala138Glu p.His70fs*19  VCV000046119 VCVO(;O 6549 AR SN NSHL
TMI;RSS ¢310G>A c46C>T p.Glul04Lys p.Argl6*  VCV000504522 VCVO(;mooz AR SN NSHL
2
USH2A  c.11864G>A .11864G>A p.Trp3955* p.Trp3955*  VCV000002357 VCVO(;OOO B AR SN NSHL
USH2A  c.11864G>A C.14365C>T p.Trp3955* p.GInd789*  VCV000002357 VCVO(;081698 AR SN NSHL
4847
USH2A  c.11864G>A .1606T>C p.Trp3955* p.Cys536Arg  VCV000002357 VCVO(iOO 8 AR SN NSHL
USH2A C'12234—112235de .12234_12235del b.Asnd079Trpfs*19 p.Asnd079Trpfs*19 VCV000096665 * " 0007066 \p SN NSHL
USH2A  c.11864G>A 8:(?_216270461)_ Trp3955*  delUSH2A,ex22-24. VCV000002357SCV002754454 AR SN NSHL
' (216260162_?)del p-71P ’ '
this study<,
.(?_216108034)_(216108100_?
USH2A  c11seaGop  5'(7-21610803 )-1( 6108100_0de 1. 3955+ delUSH2A,ex38 VCV000002357 SCV00275445 AR SN NSHL
2
. this studye,
USH2A  c2610CA (o 0o or6a62739 del POV delUSH2A,ex11  VCV000557167 scvog275445 AR SN NSHL

Bold font indicates the variants identified for the first time; a—designations are given in accordance with the ACMG recommendations for the in-

terpretation and classification of nucleotide sequence variants [21,22]; b—"VCV-" corresponds to the variant description identification numbers
(ClinVarID) in the ClinVar database, —"SCV-" corresponds to the variant accession numbers in the ClinVar database; "rs-" in the dbSNP database;

c—variants identified in the same patients are presented in the articles by Markova et al. and Lalayants et al. [14-16]; inheritance type:
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AD —autosomal dominant; AR—autosomal recessive; XLR—X-linked recessive; SN NSHL —sensorineural NSHL; SN NSHL+EVA —SN NSHL with
enlarged vestibular aqueduct; SN NSHL+AN —SN NSHL with auditory neuropathy.



