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[0006]

[0007]

[0008]
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[0012]

[0013]

[0014]

[0015]
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Wk oleh B0l FHE U A Fad Q99 SIRC FARe] A% BA% el (O, copy nunber
W whm AGAL 2) NS AAE olgdte] ul§ B rZEolE F
=

variation)el] THsiAl:= 1) MLPA W9
sto] A Sk W drel gluldl ddH e R A Lol folakA @, v Y FHAE 4
o] A7 S E AR & F 7HA HAF HE 25 AREElor g A7 9

[e)
AWlolES 2

>~

FH, G-lgelehs Aol A

i, ol AAHAAA AU o WY FAA AP QAW of
FEE 57 W faxe 2700970e] WelE Egeld, WY

Aol Aol Az ATl 9l

aL
5 (pathogenic potential)o] EEH3F = o]

o

Aol FAA BAF Wolo] isA AT 5 gk EH, WHE
o ERHo GG BRE S e B @R PhudE ol GaAde Y 2
o B Aokl Al e AHA G Bl vy olng saeds

H SR dEstE A NGSE G ASetal A9
Wolg ghiel| AEFoEN IS oF e M

PR T

d SHolA, B dye Wy oF Ee J9s ZAEF2A, A7 2AEL M0154, CDHZ3, GJB2, LOXHDI,
TMPRSS3, ADGRV1, CLCNKB, COL11AZ2, KCNQI, LRTOMT, MET, MYO3A, MYO7A, OTOA, OTOF, OTOGL, PCDH15, PDZD7,
PIPRQ, SERPINB6, SLC26A4, STKC, TMCI, TRIOBP, USHZA, NF1, NF2, NLRP12, NLKP3, NOG, OPAl, PAX3,
POU3F4, POU4F3, PRPS1, RPS6KA3, SIX1, SOX10, TECTA, WFS1, ACTG1, LMX1A, MYO6, AIFMI1, ATPZB2, BCAP31,
CHD7, COCH, COL11A1, COLZAI1, COL4A5, DIAPHI, EFTUDZ2, EYAI, EYA4, GATA3, GREBIL, GRHLZ, JAGL, KCN@4,
KITLG, MITF, MYHI4 % MVHOZ o]FoF FoZHE Aelw sl o] Azl H EdAwo];, = STRC 4
OTOAZ. o] Tzl o 2R E Heg st o] 4] FHAte] Hx|4 WMol (CNV, copy number variation)E& 7Z&3}
= AAE x2Fstar, 37l 2AES AAE TFELANTS (real-time PCR)ER, EH oF & g =

ee Az,

O{NO

TE SHeA, B wH2 A7 3 dS ke JIdE 2SS ¥ideks 3 A5 Ee A9 A="ES Al
Rl

= i

OE SolA, B owe, 4 4% mE w2 A8 AraAzgoss, 47 AuAzgde s

=

MEZRE WY0154, CDHZ3, GJB2, LOXHD1, TMPRSS3, ADGRVI, CLCNKB, COL11A2, KCNQI, LRTOMI, MET, MYO3A,
Mo7A, O0T0A, OTOF, OTOGL, PCDH15, PDZD7, PIPRQ, SERPINBG, SLC26A4, SIRC, TMCI1, TRIOBP, USHZA, NFI,
NF2, NLRP12, NLRP3, NOG, OPAl, PAX3, POU3F4, POU4F3, PRPSI, RPS6KA3, SIX1, SOX10, TECTA, WFSI, ACIGI,
LMXIA, MYO6, AIFMI, ATPZB2, BCAP31, CHD7, COCH, COL11A1, COLZA1, COL4A5, DIAPHI, EFTUDZ2, EYAI, EYA4,

_27_



[0017]

[0019]

[0020]

[0022]

[0023]
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GATA3, GREBIL, GRHLZ2, JAGI, KCNQ4, KITLG, MITF, MYHI4 T MYHOZ o]F-olzl #+o ZXE] Mg s} o]Ate
FARL] M FAWol; e SIRC L 0T0AZ o] Fox TFozYFE Xed 3 o] fAxte] HAl4 wWol
(CNV, copy number variation)E AZEstE WAIES x&sta, A7 AF dAE AANT =FE LTS (real-

time PCR)& w3tz AL Eddhs, JuATTHS At

ygol g7
Bowbmo o ZwoA | Y0154, CDH23, GJB2, LOXHDI, TMPRSS3, ADGRVI, CLCNKB, COL1IA2, KCNQI, LRTOMT,
MET, MYO3A, MYO7A, OTOA, OTOF, OTOGL, PCDHI15, PDZD7, PIPRQ, SERPINBG, SLC26A4, SIRC, TWMCI, TRIOBP,
USHZA, NF1, NF2, NLRP12, NLKP3, NOG, OPAI, PAX3, POUSF4, POUAF3, PRPSI, RPS6KA3, SIXI, SOX10, TECTA,
WFSI, ACTGI, LMXIA, MYO6, AIFMI, ATP2B2, BCAP31, CHD7, COCH, COL11A1, COL2A1, COL4A5, DIAPHI, EFTUDZ,
EYAL, EYA4, GATA3, GREBIL, GRHL2, JAGI, KCNQ4, KITLG, MITF, MYHI4 % WYH9= o]F-olzl o R REl Helg
st o] fAAte] M EdWol; = STRC D OIOAR o] FolX ForRE Mud s} olite] FHAY B
A Wolg AT & de AAE E2FFFOEZM NGS7F obd AAZE PRE 7I¥Ho. 2

X
iy -
23edE 5 o] AP MEOT ME AT FHL oF EE AUF 5 9t 5

Wy A7 Hek A g

olgl, ¥ WS FASHA AR

B oge) o SRlA, gy Aol T thakel wel W E Aol A, el BHE b
ol FiAoR weA, wHel At BoA, B o] oju] MEHGEA ANE A% wE Ad
S AL oM 5 vk, e, B ownel o SueA, "wy Aurolw w@de] skl el dee] £
T B4S e A dvisy, B owge o Swd mE BAy, Aue Wyl iy ong Fstt
Ae oqule 4 Qrh. ¥ oWy o Swe] we 24E L Axge o) 54 NEx, FAHeR B8 I
A4, woh FAHoR vy Wy APEst e NP tste] Sustn 14F v Balol Wy /S
SFAY WA GES sd A4S £ AT ES, "B o3 EE A9 dHel f4 492
2 EE due Egehs ovjd vk E@, ¥ Uwel d Sve] me 2YE L AxPe WS 27
Agdtel by AA ARYAL AaFoss g A4S A 9PHow A4e8 + Ak,

A SHol A, ¥ W Y0154, CDH23, GJB2, LOXHDI, TMPRSS3, ADGRV1, CLCNKB, COL11A2, KCNQ1, LRTOMT,
MET, MYO34, MYO7A, OT0A, OTOF, OT0GL, PCDHI5, PDZD7, PIPRQ), SERPINBG6, SLC26A4, STRC, TMCI, TRIOBP,
USH2A, NF1, NF2, NLRP12, NLRP3, NOG, OPAl, PAX3, POU3F4, POU4F3, PRPS1, RPS6KA3, SIX1, SOX10, TECTA,
WESI, ACTGI, LMXIA, MYO6, AIFM1, ATP2B2, BCAP31, CHD7, COCH, COL11A1, COLZA1, COL4A5, DIAPHI, EFTUDZ,
EYAL, EYA4, GATA3, GREBIL, GRHL2, JAGL, KCN@Q4, KITLG, MITF, MYHI4 2 MYHI9Z o]FojZ F+OoZFE A=
S o] o] At d EdHo]; e SIRC 2 OTOAR o]Fofx Fo Ry Muld sl o]ike] Azt &
A5 WMol (CNV, copy number variation)E HEshs AAE X, TFALAT-S (real-time PCR)-E<I,

W elE mi dug 2R AFE.

Al

Hodgo] o =do|| wE 2B W0I54, C(DH23, GJB2, LOXHDI, TMPRSS3, ADGRVI, CLCNKB, COL11A2, KCNQI,
LRTONT, MET, MYO3A, MYO7A, OTOA, OTOF, OTOGL, PCDHI5, PDZD7, PIPRQ, SERPINBG, SLC26A4, STRC. TMCI,
TRIOBP, USH2A, NF1, NF2, NLRP12, NLRP3, NOG, OPAl, PAX3, POU3F4, POU4F3, PRPSI1, RPS6KA3, SIXI, SOXI0,
TECTA, WFSI, ACTGI, LMXIA, MY06, AIFMI, ATP2B2, BCAP3I, CHD7, COCH, COL1IAI, COL2A1, COL4A5, DIAPHI,
EFTUD2, EYA1, EYA4, GATA3, GREBIL, GRHL2, JAGI, KCNQ4, KITLG, MITF, MYHI4 R NYHIE o] Fo]x O & RE

Aug sht olge] fA%e] W EAMOE AEHE AT TIT & Utk B wge] o Zwe] e 4
B 7] NGAL BBAA ) fA4 A Qe AEHE A3 AGA /A4 BAF Welg AR
Ao o% Lt A9d & gon, TAHos UHel Qo dF i Auss Ad F Atk
w o] o Znio) We Q) BA¥ol: a1y B AdA AEEE 1) ol4ke EdMeld & v
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i

Che10: 73498774 GO~ (ki = 3078d=t p.LeallI8%er faTar
Che13:20783143 T i £ ».Tall133Gla

Che 13: 20THEREE A-AT sED s p.Vall3lre faTar3n
CEr 1524102508 CoAG LG = 1

e - INES IS
kExil

Baalod

u

HIQ35TER TALATERT AR £ B
B-S39T1840 TAT AR £ B
Cho5:200838ET B2 AREET £

[ Er T
ChoB-20153573 &7

Chr10:73288980 AT

Chr10:73326548 [G~C

u

Chr10:T3L53526 (AT

o

1073255184 CTC

Leul [E8Arges’

Che10:73201883 TG hekne) c.BREETE 2. T lIThisg
CEoI0-T3EaTaH 2 R o 258304 2. ThelfiBLy=
C (TERT. ¢. 513603 P

o, THIETA B
. B0G0C 7.

H

=
&

Tl * JROTTART [
Lhsl-idaiismis

o

Chef:

L]

ChrB:3318

Che11-2808028_2B0E52Tins

e TR AT T e T L TR TR AG AN AL e all
EREEATTTTTEECTCE T TR AR TR AR AR AN v el '3 .
- AT R0 AT T
ARACECARAACTA LT T AN A RATTITRED L
Cer£1:-Z888058 F«GC Five ol C .lausll;
*15: L2098100 (0T Iemem =.5380dsr

A5 el LUl LT

ChrE8-i21021cE 60

:p000del

Chrl8:42109137 T+I4 LOEDR] ¢ 4530+ldu

CholS:asllITTd 00 LR c.3883del p.Fhel2210
Chrliceslallad T-T LR c.2843del & uBELy
Chri8:431R2128 LR o, 1971-3E

CEr15:441T32868 TCA=T Lo . 1T EET4Tdel

Che7:113333366 T4 T 2. J1ET=4 #.LeuTITar
Cee7-118303254 T°5 = 25800 #.Fradifils
w53 ¢ 1508T P2 ludZ0Ter
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[0027]

[0028]
[0029]

[0030]

ZIHSd 10-2024-0175764

Iy #=]

$ulizl A
e

BT

FrolZftdAls

Chr17:18031437 Ada . A8TE-10G

Che 17718041480 O =.43280 FRLLIE R
Che1771B041508 T4 = .4B55T2 o.LeulBR2CIR
Che 17718048070 T . B3I 5. Tyr134ETar
Cer 57: 18062888 (=C Mr0lsd . T1E6G-C 2. Aapl366His
Cer i7: 15066683 T34 Mr0lsd c.B30ET=-4 . LeulTRfin

Ceri7:1508T1E2 (=4 Froicd =
Chri0-Z841812 T ¥ = . ArgdBdTer

LE]

Hi=l83FrofaTer?

o

Tl TTar

Chel1-7BBE3TEE- [G=C

o

Chri1-TAESAILE A>T

Chr18:21708130 AT e r; sl #.Leul56Fhe
Cher2:25883808 C-T {217 c.hEaa 7.GlylBdEG]
Chr12:50833144 AGTTT=A [iigs - c. 851 554d=] 2

Cbr10-55588148 04T

Chr10-53B6726E B4

L]

Chr10-537B0018 4

i

U3 ITer

Chrl0- 103778472 O PR ¢, 1883de! 2. ArgnB Tl FfaTerld
Che10- 102783265 &7 oy c.487T-A M=z 18ilys
Cbr12:E1014002 T FIFRQ . Bl33FT -Gl TEF e

Chri2:3104344% B4

Che13:51072474 BT

o

JElnTI T er

Chofi- 224577 TC-T

o

GlualCGerfaTerad

CE=7:10730218E

L]

CE=7:107313818 2

L]

Che=T7-107330837 B4 L84 =

ChrT7-107331562 T-C LR = p.Fhef? ZLea
ChrT-107343484 00T LT84 £

Cho15:43882284 (O TR ¢ bldl_Bidagal .3
Chel5:43882785 >4 TR ©. 403351 . &lylBdET
Chrl5-43008311 A STEC c, 13631 FRES L
Chr-Taadll CG I} . B0R=C o.FrolBadla
ChrBTodlalel Bd I} £, 1133%=1 .E13aTRELn
Ce-5-T5308827 4 mr c. 128064 R
CE-5-75407308 0T T £ 7-ValE0alrats
CerZ1-43780882 B0 INFESSS £ #.LeudldFraofaTerid
Chr11:43808847 T THFRSGS £ 2. T l3TTer
ChrI2-35118334 A+3G IKrREr £ P AlaZB2ElF

Chr32:3B120417 A4

.Al A1 6P afuTer 280

Xy
|

H 4] [RCEST 13

=T Ha)

TEIANTT i

o lo
e

o5

o)
e P

o
o

r!

_30_

Che1-Z1GB14032 CANC TER o. 14836d=] 2. Vel 43d8Trnf
Chr 1216880458 T IER L e 2. (3 lEETer
Cbs£20180818096 & DS ¢ :B088G-C . Argl856Fro
CheE 21287387 G=d it o ABRECHT 5. &Inl80T=r
Chri:0218286834 0T i ., 180364 5. CymBRETyT

Cer 12218480714 TG [SE2 c.18485-24-C

Cer 12218882023 TG et o .2B8-ZA-C

SHel we 2AEe A7) A 7] E A9 A B4



ZIHSd 10-2024-0175764

[0031] [ B]

Ay I WE TEg @
AT c BLATAC

Che 12166173884 T=C LYY o TIRSG

Chofi-75088507 B4 07

CheL:2070ETREE T JEEFF o, 1217

CEr 117100082347 &1 TECTH 2. Thriatile
Cer i73784TAL8L 57 ATTER 2 Aspilism
Chri7-7BETTEAL Gnk ACTE 2 Bardffles
Chri7-7BETTB0L T ACTE 2 Glu3lelys

Chr I7-TBATBTE (=T ADTEE 2. Tallamie:
Chr17-78478083 &G ATl 7 Me:lR3Thr

Chefi: 123083642 ToC AT 2 Hisdllig

Che3: 10427008 ©+CT ATRE? - BEdup 2. Amp3lRargfaTarll
CEr71G2881181 GABOIT BOAPRE ¢ 327258 nalia . 4mpl30_ATel3ZinsGlr
Che5:31364337 CAC Prciiy - a0adel 2 Glnl2EEisfaTler a
Che5:81735308 Ge0aT oy ¢ 320141_320142innGT

Che5:81738232 Ca =0 - 3238074 2. AlaliTEAsg
Cho5:81738380 Ta =0 - 333074 2 Leull1ET=r
CEsBrEl7al288 4G = - BBALET 7 Glnllidirg
CEsB:E1764207 G+4 == e T

CE-B:B1785801 A+AAC o - 8200_Ealldp 2 Glyll0aTs
CheBE1T7388T AT+A oo = 78lidel 2 Me:DBTEGarisTarda
Chr14-31348116 ToC [y £ BAIT5C 2 Lenlidirs

Chol4:31340T06 -4 OAFE L = 7Dy lBZTyr

4+ 44 W] o 0GR P alyl3S88er

i
AR L D

ELAS 3 B
DIAFH] = TRT B
EFITR o 2714164

CheB-T212R327 A fat £, 130T P

CheE-TZ1585080 ATG=A fat £, 1117 11iESe] ?

CheB 72157 TG fore ¢ Baldup P

CheB 72211670 C=4 Fore . B3 1T

CheB-1337TATRA AG-A o E £ 206+ de

CheB=133827045 AT-4 ZE c,llB4gdel Mol TrpdeTerd
Che10:5100424 Al=5 EHIHET z.aladel

CEs 10:5108042 B4 GATHS c .BAbGA o.Glr288arg

CEs 10-8111628 T=C GATHS . 10L0T=C o.lyedddirg

[0032]

_31_



[0033]
[0034]

[0035]

[0036]

ZIHSd 10-2024-0175764

A ¥ (ECkETEI E ] oMy s L]

3-207838LE =T EES c. 10864

Chrl
ChriS-18021370 T4 GEEL . 1OTET=4 p.L=u3B0Ter
Chrls

5:1008681E T4 R £ 2684T4 p.LeuBBETar
Che13:19102828 TaC il c.DBLEP-C p.LewlB72Fro
CheE- 102868450 T il . 180007 p.ArghaTler
C=23: 10826807 TC-T Ee ) c:23l0de] 2.GlyTITEluf s Terl
Ch=1:4126G118 TACGOOG-T ECRd o811 _BIfdal 2.41a2TE Axp2Tidm]
CheL:41300704 4G o o 17008 oLyl TGl
Che23:55373064 AT s c IT=4 7o Mecl?
Ch= - 186216509 TG-T LAVLY c:3aldel 2 Glnll it gfa T T
Chri: 15GLTE2DL TT6 LRI . BETdup o HnlPTThriaTerdl
Chri: 15GLTE862 0T TE14 . T2lGnA p-Val 24 EMat
Ce=1: 185162952 T=C TETLY o EEEAE 2. ArglBBGL
Cer3: 7000087 CAGC o = 530 _B00d=] 2. Gludl0Va1EaTard
Cer3-T00L03E &7 T . B56+1ET
CEr2:T0000611 CRAsC e c. 870 872de]1 p.Argaldde]
O3 70000878 T T c. 132 Tdel 9. 4mp3d30 [mfuTer 12
Cherd:TORER45L C-T iy . 13330 5. ArgliTlys
Ci=3:T00C843L BT o = 138RGT 7. 5lud8TTer
Ci=r3:-TO0GR688 T o c.lLTE-T 7.Gla282Ter

13 G0T13885 0T £ F c.730T p.Gln26Tar

Chr22:38702026 T4 ER cL210TA=T 0. T1a70E ke
Cher:7aB22804 C-CTT = c.a38_ 4350 naTT p.1leldTleufaTar20

P o BETG=A PG
Chr8:-796833TT BT wog
Chef: 75000885 Bl il

PhefeTer 2l

i
K
il
[

]
£
3
n
v

CerL11THETA2ET AG MFO c: LaTEd=E
Chr E7:200B3TLE TE W2 c
Chr2I-300851TE AC-4 &F2 .34 p.ThrllddaafsTerd

p.ArgalilrafaTarld

2-30004384 AGRAG-A &F2 £,

Lora L) c

CE-iT:34870038 oA ane z

CE-iT:54872083 £ 0g =

Cr3-193333484 COC [T) - saTdel

[r2- 193355780 AT [7TT) = 10674 2 Bardadirg

=0 223086010 E5G PATT = B3adal 7 ThriaiLedfsTersa
[E=2:222086108 T+C PAET c. TH-IbC

CE=i{-EITBSTEE ADA FOEERS c.453del

i
=1
"
=
g
o
01
b
!
5
F
¥
1
]

CE-A2762872 Tl ey

"
|
§
o
o
w
=
=]
i
S

2 odtyo] o ZWol| w2 FAEL MPZL2, MT-RNRI, MT-TL1, O0T0G, GSDME, PIPN11, ATPIA3, ILDRI, (D164,
COLIAI, COL4A4, HARS2, MI-TSI, P2RX2, PJVK, POLD1, SLC26A5, TMEM43, TMTC4, TWNK, USHIC 2 USHIGZ °]5F
o ToziE AU s} olgel FAA] F EAME AEFHE ANE IR TIT 5 Yo ¥ U
o U He] wE 2YBS 4V NG4S ABAA Y] FAge] A BAvelt AEHE A% AGAN o

4 Aoz oS me Jddste Ad 5 9l

2ol o S ME R BAvel: sy & ColAd AHEE 1) olake Edueld & gt

_32_



ZIHSd 10-2024-0175764

[0037] [ C]

Aw A s Aty s W= Fad @s
Chr 72107500877 Ax ST o I1RAAG p.HisTZ34rg
Chr 153:207T834206 AG=4 == o Zandel p. LeaTaCrafeed
ChrB520 7 _43831TEL) 1438100968 7id=]1 (STRC

s

STE
o |
Cer 72107325836 A=G SO =

Ce-11:11B1338E1 G4 T 5 7. GlnT4Ter
Chri3-30783234 =4 =R c.al . Arglidlny
Ceri0-T3330841 T T . T1B>T 2. Trolillea
Chr13-20783312 ©-T GRS . 10808 2. ValdTlle

Chr13-20783625 GCACACETITTITCCAL G ERE ¢ 178 _IgEfal
Cer 1320783420 CATHC =R ¢ . 280.300d=] . HialiargfaTarld
CerI-25381088 -7 OF P.ArgladsGla

.Ala3068Thr

p. Thriliist

hE]

ChelS8:2113237 T LoEE o 431 2410R
Chel8221730782 TOT o c . 1788del

Chel0-102783245 G4 FOT o 4300=T

hil
3
-
e
£
I
o
o

Ceo L7:1BOTESIE GOTRG MrOied

10200 1006351 . SerddiTd=1

Chr 132078334 L ey

CheMT- 1056 5-C TR

Chr3-28837477 B+C {41 1 o <. 3LPICG 7. T L84 Ter
Che7:10732284E A SLEEd S NE L e

Chr 1320783208 -G0GTT [ediciy . 506 Blldop .4l
Cho7-107330486 T=4 SO o, I02TT=4 p.LeuBTEGla
Che2:-28T00042 0T ¥ . 282 1A 2.2 lo8d Lars
Cho 142313288058 [T J0F <, 11364 2. 5ly85dap
CErMT-3343 A= MT-TT B2.32835G

Ceri@:( 7 2187268 { 21TTI0RN 7) A=l (OTO4
Pl

Chr2:-25883888 B2 i1 b <. Ge080-T p.ArglEBETrp
CerLl-1TET208T G [aip . 3300G . Tyrll0Ter
p. ThrTl =t

s c 7. ArglSEETmn
LER BT E+EEC
Chr:25856038 G {a.07 28 - G203d=l . ArglTEERIyfeTar B

Cho72107312832 A= SR = A3eaet 2. ME LT

Cho72107323T06 T=TG L8 <. 81lBdup o.¥

13365

Ce-15°43388338 CACDCHG STEC o 4227 _d230d=]
Ce=15:43388315 B4 STEC = 08T T

[0038]

_33_



[0039]

ZIHSd 10-2024-0175764

25 39 (@R Al

=T F] A
03 e

Chr15-23810036 =& SIEC .0830T 7.5lnlBETer
Chr31:2380881% =T INFRSET ©.33804 7. %alllEe

Che1-218051224 TC

Chrd:8303572 T Fad = J05L0T .4la8847a1
Cbr10-T3583110 -4 (s =, THITEA p.Aapl803n
CEr 13:70783312 (T EIES 30803 . Tyr138Ter

Che 722748007 GRALG e c.BAl-15 §31-13de]
Chol8:22137388 T LR A28 1A P.A=pld3dEly
Che17:18336040 BT B0 o 4322T palyldd Vel

Ch-10:28305320 =3 et ] 7.FrolBdThr
Cho2-TE6E038L C-T =08 7. 4cg2iGTer
Che2:25800228 &G [y ® of

Che12: 1126881062 BT PP 7. Flul33den
Che12: 112010837 &G PP 2. B 2Th0
Chr12:112910622 %= = B2AE 7. A=n308den
Che7:107330881 A€ Sl <, L2028-C #.GladliFro
Che7:107338425% &5 SLEH o. 1a535a 7.5l T5er
Cho15-43333087 Axak .. 281 Bdup . LeulB0EF rafeTar 26
Che11-121038772 &1 . BasTCe 7. Thr1B6EK=;
Chr9:75300800 0T =] £ o Arg3dTar
Chr 875431077 B2 oy £ 5. mpATIea

. Ermm——

Cr§:Z108830TT E=T

hE]

LArgaTiEEDs

CEr 1218418834 AxC

hE]

JOmdddTrn

CEr 13240073337 T

hE]

R e

Chri0-T354542T (=4 IR o ATATEA . ArglBlEEi=
Ce-B-ALT72803 [T 57 S o ArgdBITTer

Chr13-30783L1E
A T A A AT TRCAS TEA TEAACACTE TRAARACART

CTIcT
[T B

80 Bledm

ST
JOm20TEer

Chr3- 12172068 L 6T

. 20804

.Frofatin

LR = :bABD_FERCdsl 7. Barlilda]
s o 283d=] p.AlaloleafaTs
BT o, 2alB0T 7.51n80 Ter
I ki | - B0 ROESG=] p.LymlBeEarginTer 18
[ 5] . 12860 ».Glxd2T]
Che225838321 AG [ s o . 3032T=C 2. LeulliiPrs
CheZ-2ET10667_JET0G55 del (mkipped aunnll
(farF o
OToF |
Che 217 B27TR3ZHS1_AITETLIIE_7) dal (POUEFL) GRS

_34_



[0040]

ZIHSd 10-2024-0175764

Hm- 4 (RCRET/FR1D H Ak IRy Wo B e
Chr12:112328830 & FIrnid o el 7. 2= TVal
Ce=T7-107312800 =0 SLEEA £ 41260 #.¥all38en

o, 1001+E6E « 1540~

Hokdel
ChsT:10T324160-107T537583 de SO [ {cheT I0T324150-

10723TREZ 121213, 413kpd

=l=riam)
ChoT-10732380% A S o, 1105a-C FRERE e
ChoT:107338485 T4 SLMA ., 1620T=4 2. TalGl0Aas
ChoT7:107340835 G4 SLMA =, ITOTHEG-4
CE=T:107342442: &L e T E . 187G -ValB58ea
ChelS: 0 7 43500854 1_( 438831331

STRT

emnd -~ STRE exoalG| -
Chrl5- 43832070 TC STEC £ 2. ThrlT06Als
Chrl5-43883748 O>T STEC £ 4566001
Cho15-43208208 &4 STEC £ 20140-T #-FrodTi8er
B 733887TE 5T ki . BI6ET - Ely18T%al

Che21:43803182 &4

Le)

Thr i8Nt

Che21:43B10136 BT

Le)

FrodbThr

Chof- 100830074 -4

Le]

LArglBlTer

CE= 10T

Ll

&

LE]

BB

Cer 50173 ik ) c.BEaE-A oGl IREEer
Che20 Po o) ¢.10816=T p.4le38 bar
Che20 Po o) ¢ . 12060-T 7. Frodlilea
Ch=30 g &:500LC4 . 4anl88T
Che10-T3000106 =3 s e c.basal=4 p.TyT1RGE=
Che10:T3550880 G4 e o = BOEI-BG-R

Cho10:73650824 T Er 20 = 2. 4rg20i8Trn
Cho10°736G1082 =3 Er 20 =

Ch-10:T36G3282 52 b c.BB%EG-L

=] Pre c.Bo23l-4& . Asp2BiiLin
o7 fres 2o . BE2EC-T . Thr2gdad=t
AnG jra g ¢ BEllath

et ¢. 508754

[ ¢.BE1E0-T .argl3da@Tn

[ ¢ B80T P.argledETer

drlyfeTerd

Argeielyted

Che 11103434288 [>T GELHT o IT0e+EG
Chel7:4827R131 B4 aELy . B880T . Argal0Ter

EEr2:227878584 T

_35_



[0041]

ZIHSd 10-2024-0175764

Che3=ZETHRTEGT T+ it € 20454 7. AnpB82GLy
ChrI-2ETHSEBRAR TRETECTOCAGGCAALCCAT facstE ¢, 1323_1340d=]

CeeB-721268888 T c. 131364 7. AcgiilGla
Chef:133763012 T»T4 <. 578dup 7. Tor 183Tar
& 2. 2Inl33Ter

st o ATRCG 7.Fha3lflan

i

Arg38TTer

ity c . AsplBEFval
Chke13-20783232 [>T B c p.ArgladGla
Che13-20783308 [>T &IET = 7. 3erl3gdan

Cer E3:2078348 =4 =
CEr 13:70783497 A=G el =

CEr 13:207834958 (=&

Chr13-2078362E AG RS = . TyrBoHin
Chr13-207836E2 =4 RS = .51udTTer
Chr13-20783057 T = = p.@l=5klu

Chel3:-20783718 T "3 p.lrpaler
Chel3:18020282 T FERIL £ P Arg3lETer
Chei5: 140075686 0T o [ o <. 2680>T T
Che52 1&D07ELE0 Awal ol oy = . 433dip 7. 11elBdEinfaTar T
Chril-( " 20048651 (2910064 T idel

i) <))
{EEQ1ernnT~10de] |
Cher11:2488320 46T ral 2 £ T 7.Lym3lTar
CherX:41386110 TCTC-T Cral 2 7. Bar28%de
Cheri: ot 41 p.Prolfilea
ChelZ21256847 G4 TR p.aly3leian

Che11851B2825 -4

Chrl8-03103272 =T

ChriRz42i0271 1[5

i

Argld 3T

Cho13:42138281 [>T LOERD)] c.31880=1 2.51ul{BEL
Ceol3042130234 4 Lo . 288535-T 7. lubElTer
Ceol13042130488 G Lo = 283106-C -

Cerll

LT

Chril

LETNT

Chrlil

LETNT

b=l

bl

Arg38iTer

TR

NT-T3!

NT-T3!

_36_



[0042]

Chr17:1B03010% =T . 33T10T

Che17:18033322 -4 = AL0BEA

Che17:18036881 G4 c.4320+ 164

Che17:1803B887 G4 = .488854 #.4lalBEEThr

CEr 17318033330 =5 MrOiss . O0EGA o Argliasiie
EEr 17315089877 &7 MrOiss L 2.G1n3284Ter

CexriT-1807061 7T Ol e ¢ 102830G p. T30 Mar
Chri0-ZA24116E G»T Fet] £ 1E2GT 5. Val3flan
Chr10-2838630% A=AT FEET] :.1588dep . Tor B30l anfaTard

Chrf-TH084823 -7

SArglTETar

Chrf-75584038 T H0g . 11580T P.Arg3ETTer
Chrf-750888J8 T ' i e .ArgRillys
Chr8:75081428 ToC F e <. 23080 .M Ty
Ch-g:-75031232 53 F e . c, 23ThlA
Cbo£:75608587 &G e . 2Toldel

CEc€ 70004878 4

Chr-THA23838° (=T P rid o L P ArgllBETer
ChoE-TEA23850 (=T P e ¢ 38100 2. ArgllidTrp
Che11:785637EE =T F R | B20-T 7.ElnlETar

Cbr 1178888038 G Y . 721G P Argl4lELs
Cbr11:THET1281 G=4 MU . 113364 p.ArgdTEEL®
Chef1:THERA43E =5 WA o, 211504 p. Oy O
CErE1:TBEFILLT AG N4 o 2BRE-2G

CE-11:78290732 B=&

Chri1:-TER00HE BT < . 35806 p.5er11ET T Ie
Chril-TER1EL2Z T = GLBEC-T . Thr 17280
ChrX1:T8018882 =& . G83AGA . ArglETELy=
Chel1-THEITIAG 0T < DBB0CT 7.FrolBETLan
Chel1-THI23982 B=L | = BASTEA 7. Gly21E38er
Cho17-23548884 A3 AR =, 185RAC 7.Hi=fblirg
Che22:3006731E -G =2 . TaaC=C 7. Ty 288 er
Che22-30070880 =T &2 ., 1380T 7. AcgifTer
Ceel2-542 15030 L4 HRFR c. 1383dup 7. Leudf iPhefaTar 17
Chr12-53318077 T AR c . 23804 7. ArglifiSer
Che1:2ETRETESE DT A c, 77T 7. Arg2BiTar
Che L=24TEETHES A6 mEee = BoRAG 7. h=p3l3Cls
Che LZ24TEETATT ToL mEee = B2ETC 7 .Fha30f8ar
Chr L-Z4T5ETTR4 0T SLEFF ¢ 10230T 7. Thr3dSie:

_37_

ZIHSd 10-2024-0175764




[0043]

ZIHSd 10-2024-0175764

AE 39 (RORITIEI T ¥aky cia =) By Ha]

Chel:24TRAGE0 A3 oy . 1700G . T Cre

Chel-24TE85488 T=C Ay . 1718 . FhefT 33
e c. 1388TC 2. Me:BH82Th
) c. 20825 o Sl uBBSLyrs
e c:ITRECE 2. ArgBlaTer
g ¢ 133EG-C

CheI8-I1T3ITIE G onH c 1BETAG o.GlafEe-g

Cbe 2228897285 £-CETCTR onrF = 3179 2l1EREp 2. 5luld82E]ad
CerI-Z5608301 0T ey of c . 2BOH+eG-4
ChrZ:28T0a7AL B4 onF c.1888C-T 2. Argn8fTrp
Chel1-1783714 20 oI . 2307 2 .GlnT38dr gfaTar T3
Che12-BDETEA7E 0T a1y <. 283301 P .ArgddiTer
2:5ITHIHER CTG-C o= c
12:80781364 OT o= c
12:1331B8131 G s c

2= 22306801

B A=iC

dip

Jhe2BdFalf=Tar118

7| & &l &] ¢

2-22305809

B3

BUSCAT

ArglTiCys

Che3:223008391 O T ez =B85 s :argllatla
CheZo(2_Z230866631_(2231837TIT_%)dal ook
s c 2. rodldles
AOEIE c
IEls ' p.YaldTdAls
T c:1R2BG=4 p.GlylaGla
ChsI0-1027TE1E8E. O-T FR7 82334 2. Fal2Te
Chr 2178318200 5 ErE cuBaGC 2. Val2fen
CheZ1THR00ETE 0T BE c. BT 2 ArglE3Tep
Chel3:5000537E (a4-C R . 5E8_BEg+1ds]
Chel3:S0B2L1TE Gt AR c.32865A p.Ehrlll0Arg

208 ]_AZ78TIZE_F) 'd=] (PREF

286 _BITAT1ZE F) de=] (POUEEY

AR

CE-XT53TEREAL ©T R = 43801 o Argl8TTer
CE=XTB2T84280 BT AR = B50dug #.Lend) TFhefaTarl2
Chrf-A2TE4388 GG AT c.1080del 2. Thr3edGlnfaT=r 116

ROEEE

o

e

SRl R iE nf T 7T

Py 't ol p. Thrille
Frenl c 7.5 luT8Aas

_38_



[0044]

[0045]

ZIHSd 10-2024-0175764

Hm- 4 (RCRET/FR1D - Iy #=] B #
CEr 12:50B888T0_S1010045 dal
FIFRS
{FIFEQ & M7} {-PIHE 81
Cher 12750982232 64 FIFRL e
FIFRL 2 SS034 0G4
FIFRD o BT»T 2-ArgllERT=r
= B087-2T-G
= 77164
Chr14:81115536 T £ 37354 - EFlulF5ly=
Che7:107302124 TOT 2. 43da1 R LT

Cor7=107

L]
i

CE=7-107323707 GG c.317del -
CE=7-107330682 AT £ 11743 T 7
ChoT:10733184E G4 <, 185364 FREL L

208854

L)

CArgBRECIn

CE=7:103063308 T . 3540 o TyrILETer
CEr22:38374142 0T =.428-104
CEr22:(7 33388319 ) (38370206 714=1 (5EID

ennnd defetion
oo
Chri5-45804577 Bnd STEC ¢ BBLACT P ArgATITrn
Chr15-43808380 -A0CTGRCAGIT IO STEC ©. 21303 _2315%=ldn]

Chril1:121058784 C+T

L]

AlaZdeval

FhedlbGer

Chr3:141B3208 C-1 S #.ArgdTiTer
CerI1:437988TT 0T THFRSGS . 11820 ».GFly@dtirg

Chr31:43708888 T

L7 ] -£Tananad P
Chr21-23800344 T

- - e
Thr71 23508833 Gvd i ] c.aTRC-T 7 irglislen
Chr01 42815481 Gva TR T T g

Che 13- 101308700 G=a

La)

JAlalBTval

TR ]
=131 101518223 O3

Le)

SElulB3ar

CEr22-38119802 07

LE]

CArg3dTTer

CEr22-38B1IRTEE 7

LE]

CArg3deTer

~10- 107743155 A
AUl Selad by

LE]

JArgddiEis

10: 102TRIBEE -G BT p.A=nnREtar
Che11: 17847807 07 IBHI = AT1G=A P bl b
Che11:17545835 07 IBHI o 43354 7.yl aAETyT
Che 17270018375 BT IEHIE £ . Berlflieg
Ae A4 i@mChaT /1 FEA oy ey e ey
Chr 1772018000 T ISFNT ¢ J88+Rld
Chr1-2In8i23eT 3 it i | ¢ laaliT F.ArgedT Ter

ChelZ215848137 CATTTC

JIAELE BE1155s]

Jalnd3T LAy

Che1-21783108E AL

1133ET=F

Ty 3T TET=r

Ceo 1218011238 T fectioc ] c D286 . Val3068] Ie
CEr1-218062432 2 fectioc ] c 2. Trp2TH
Ce-L-218081824 B4 fectoo ] . E1870>T o ArglTi3Ter
Chri:I1B081860 T oot ¢ BlilGa p. TrpdT EdTer
Chri:Z1B420837 B4 ot ¢ 22080-T PoACETETIer

Chol 210408818 =4 583 RE 7.&losddler
Chod 25303830 A il £.210864 .- ArgTlaHis

_39_



ZIHSd 10-2024-0175764

iy
L)
s

% sht ool

e
Y
b

el

0%

o,
=
)

d
ol
o

SIRC 2 OTOAZ o] Fox Fo =i
4= A,

9 STRC 2 OTOAR ©]F-o
EAFZE o] AEE kel 0.8 H
= g 4 glow, FAHC
% STRC 2 OTOAZ ©]
throl AR gro

N,
=
lo

¢

kel
T

e

LR

Zote AAE 23

=

o
o =

2 o] A ¥ nE 24E
copy number variation)E 7

J
e
o

oo
2

S
g A (R )

u

A7)

o 2
(R
=
o

ox *

ST =% O
LT oT

el o el

AR BA

¢k

Sa I o.
Jol AL}, 1.2 23}, 1.3 o

ol 7l Aoz 4

I

=

d
5 2
TR

e
e
;

0.4 ©]s}, 0.3 °]&}, 0.2 ©]
1.7 o]l 4% @At
=3

} 2 EA &4 (copy loss), 1.3
=] 1.29] G4 HHe

o <

2 AR 95
H STRC H OTOAZ o] FoR o
o] AbEE ghe]l Ee 1.2

1 54 =24 (copy loss), 0 WA 0.291 3%
AxF 1 H5A 5 (copy gain) o=

—

TC =

lo ox @
—
(o))
(e}

Ul
o, Brh A es

>

—

AP
291t

O
-

>
A
]

>
>

2
p

o B £ S o xo
e
e
g
°
k=)

gl

e

o

Mo rlo
ofy
olN

re
o

rlrmg o rzgﬁam

o

e
N\
g
2
=
i
=
ol ol
rlo
)

re
o

i g
o
Tz i
o
3,1_5
rlr
T

ldo |\

o

NN 73
Atk Zeto]m e g sk
Lepelme Zol7t 15

w2 o}d ¥ (annealing) &%

2 o
o i o o lo
I
sy
2

e
i)
ol

e
=

K
)
o
=
o
=
In 5
My @
2
%
i)
2

] .

at)
e
N
iy
o
I
i
of\
lo
to
i
oo 1
U
2 10
= o

o] ZHol7} #
] Safolmle] Aol ok 5 x| ok 100 F2
oF

°F 10 WA °F 50 nt, °F 10 WX

2
o
o

BN
™

o

ox

o
=
>
i)

2 o
fo
ol
Io

2,
2 b
=y

ML to o
o huf _|>‘1_,
o I°
o 2
RSN e
o 1S
oX _1}
ot w0
)
o
—_&/
it
(-3
o =
o
£ &
N
30, o>
7'\1 19 N

rr

oA F 3t

QE|=(0]8},

40 nt, <F 104

ol

M
J

=
i
w H o
o
o
Py
o N
“‘_O‘Erll
L
EJ&‘D‘
e o 32
4 s

[0054]
TEHE §

M o

d 5 9, 37l

il

wgol glvh.
o 9 Zo] W 2YEe AP ABol F gk A
W2 WYO15A, CDHZ3, GJB2, LOXHDI, TMPRSS3, ADGRVI, CLCNKB, COL11A2, KCNQI, LRTOMT, MET, MYO34, MYO7A,
USHZA, NF1, NFZ2,
S0X10, TECTA, WFS1, ACTGI,

)
O0T0A, OTOF, OTOGL, PCDHI5, PDZD7, PIPRQ, SERPINB6, SLC26A4, SIRC, TMCI, TRIOBP,
RPS6KA3, SIX1,

e
l
o

[0056]
PAX3, POUSF4, POU4F3, PRPSI,

NLRP12, NLRP3, NOG, OPAI,
LMXIA, MYO6, AIFMI, ATPZB2, BCAP31, CHD7, COCH, COL11A1, COLZA1, COL4A5, DIAPHI, EFTUDZ, EYAI, EYA4
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GATA3, GREBIL, GRHLZ2, JAGL, KCNQ4, KITLG, MITF, MYHI4, MYH9, MPZLZ2, MT-RNRI, MT-TL1, OTOG, GSDIE,
PIPN11, ATPIA3, ILDR1, (D164, COLIAL, COL4A4, HARSZ, MNT-TS1, PZRX2, PJVK, POLD1, SLC26A5, TMEM43,
TMTC4, TWNK, USHIC 2 USHIGZ o]Foizl #ij—lﬂ Aelg s} o)l iRkl H E<d¥el; e STRC 9

OIAZ o|Fo17] FomiE Q98 shl olael fAxe] HAF WelE AFT 5 Ax AARYE Lol
RE QAEE elugn, FAHen, 47 AEE Hl(saliva), A% (biopsy), BN, 24, Nl wFE, B
o, B el /)% ool A

2 aWoz ofojrl Fom¥E Aud sh} olgd & glont, oo AsEA
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E, Ad¥E 5 % 69 A3 Ztol NE, AERWE 7 9 89 A4 Zefoln A

, s 9 2 104 A5 Zepolw] AE B AdWs 11 H 129 A6 ZEtoln AERE o]Folzl FOo & IE
delE s o] o] ztolw MEE EFE & Qi)

OE SuAA, B oage 4] O oF mi Aug 2YRS LIS 9Y o5 Tt A9E 4292 A
Foth 7] WY dE e AW 24RO U@ AEe 47 Asde A8" 5 vk, 47 W, M0ls,
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NOG, OPAL, PAX3, POU3F4, POU4F3, PRPS1, RPS6KA3, SIX1, SOX10, TECTA, WFS1, ACTG1, LMXIA, MYO6, AIFMI,
ATPZB2, BCAP31, CHD7, COCH, COL11A1, COL2A1, COL4A5, DIAPHI, EFTUDZ2, EYAL, EYA4, GATA3, GREBIL, GRHLZ,
JAGI, KCN@4, KITLG, MITF, MYHI14, MYH9, MPZL2, MT-RNR1, MT-TL1, OT0G, GSDME, PIPN11, ATPIA3, ILDRI,
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B, AR HAG ®lol, A& AAl, dHOR oF e gl digh AYS e vpeh Pt

B o0ye] o Sue] W AAge RI-PR A4 i slolazolde] Axw Q& g,

TAHHeR, A7) RI-PR AlAEe 7] A Ede] B f44 545 W] B985 xdsls dits 558
T ookE e Zefelw s ¥obd g 9low, 1 9 HAE FH Es ugE AEE Aoy, wke gF,
H5Ar S el B = (dNTPs), Tag-s @ a4 R HdAtaA9r 22 &4, DNase, RNAse JAl#l, DEPC-= (DEPC-
vater), Byt o X 7 Atk EI A 2T OoR AREHw fAlAbel SolA]l Zetoln] g5 ¥
- A

Eo, pAAeR, 47l vlelaRelde]l H AlAEE 4Vl A Sl i {3k HAlg W] ReE xds
© @tel nAstE] e VIS Zhe mpelaRolHlels xEE gk, 7] mhelamefdels 2 E e
I LEE, Zajolv] Ex ZRBE ¥shs s Agshies S8R U}ﬂiiﬂﬂﬂ 12 ool
Sk, mholAmofge] el Ae] kel EA4SH W QS Ao AEe Gl & LA . 7] AEL
dE 59, dN ARE FF B4, A8 59, O3 R G5 22 24 E;Pé}% HE e AsE A
Ao e 34 SdR ZAR va, vtelaReldo] el EAssta 47] B4 s RSEH dAse A5S
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SERPINBG, SLC26A4, STRC, TMC1, TRIOBP,  USHZA, NFI, NF2, NLRP12, NLRP3, NOG, OPAl, PAX3, POUSFA4,
POUAF3, PRPSI, RPS6KA3, SIX1, SOX10, TECTA, WES1, ACTGI, LMXIA, MYO6, AIFMI, ATP2B2, BCAP31, CHD?,
COCH, COL11A1, COLZA1, COL4A5, DIAPHI, EFTUDZ2, EYAl, EYA4, GATA3, GREBIL, GRHLZ2, JAGL, KCN@Q4, KITLG,
MITF, MYHI4, MYH9, MPZLZ, MT-RNR1, MT-1L1, OT0OG, GSDME, PTPN11, ATPIA3, ILDRI, CDI164, COLIAI1, COL4A4,
HARS2, MI-TS1, P2RX2, PJVK, POLD1, SLC26A5, TMEMA3, TMIC4, TWNK, USHIC 2 USHIGE o]Folxl o ZXH-H
Adeg sh ool %W}!A A Edolr Bz SIRC % OTOAR o] ozl o mFE Held s} oo 3
A9 BAZ W7t AERE A3 AN A0E o EE AWsE o] 4D Uk,

2 o] o Sdo e v ARAde Idxe AEERH A7 2 A WA Co A EdWe] F st ol
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o] A&H e AF FHQA R dF e Adste o] 7AE 4 U

2 o] o SHe wE Y] Aol AL MERFEH SAE SIRC B 0I0AR o]FoF T =Y
Au® st ool A BAleE EFIUD2Y EE AR BAleE vro] AdEE #he] 0.8 MR e
1.2 2391 A% A7 FA12 EA4G WHolE 7H AoR oS e A9 ¢ gon, FAHeR HAJd
Ao R oF e dste Aol 7AE F Urt. ?iﬂxﬁ*ﬁi, g gzre] MEA SHE SIRC 2 0T0AZ ©|F
ozl FoRRYH HdYH shy o] FAXe] HEAGFE EFID2Y 3T FAAY HAFE Uro] AbEd ghol
0.8 Wk, 0.7 o3}, 0.6 ©]3F, 0.5 o3}, 0.4 ©|3}, 0.3 o]}, 0.2 °]3F L= 0.1 o]3to]AY, 1.2 =3}, 1.3
o, 1.4 o4, 1.5 o’ 1.6 o] T 1.7 o] A5 @At F34A4 BAlg Holg 71zl Aow 45
T XAgd ¢ 9don, W FAA SR dARl ALR JdF Ee Xdste Aol 7lAd F

T U SHoA, ¥ UEe Iy 45 B S 93 FERAIYHORA, 7] ARATYHEL 1329
AMZZXE WY0154, CDH23, GJB2, LOXHDI, TMPRSS3, ADGRVI, CLCNKB, COL11A2, KCNQ1, LRTOMT, MET. MYO3A,
MYO74, OTOA, OTOF, OTOGL, PCDHI5, PDZD7, PIPRQ, SERPINBG, SLC26A4, STRC, TMCI, TRIOBP, USHZA, NFI,
NF2, NLRP12, NLRP3, NOG, OPAl, PAX3, POUSF4, POU4F3, PRPS1, RPS6KA3, SIX1, SOX10, TECTA, WFSI, ACIGI,
LMX1A, MYO6, AIFMI, ATP2B2, BCAP31, CHD7, COCH, COL11A1, COL2AI, COL4A5, DIAPHI, EFTUD2, EVAI, EYA4,
GATA3, GREBIL, GRHLZ2, JAGI, KCNQ4, KITLG, MITF, MYHI4 2 WYH9Z o]Fojx o mRE AMed sh} o]Ate
FAAe A EAWol; T STRC B O0I0AZ o] Fox o2 RE AYd 3h o]de] fHAe] HAG ®el
(CNV, copy number variation)E &8 @AE Edslar, A7 AF: dA= AANL SFE2AH9-S (real-
time PCR)S Fd3ste= AE xdste, ARATHHS Ao, A7 A, W0I54, CDHZ3, GIB2, LOXHDI,
TMPRSS3, ADGRVI, CLCNKB, COL11A2, KCNQ1, LRTOMT, MET, MYO3A, MYO7A, OTOA, OIOF, OTOGL, PCDH15, PDZD7,
PIPRQ, SERPINB6, SLC26A4, SIRC, TMC1, TRIOBP,  USHZA, NF1, NF2, NLRP12, NLRP3, NOG, OPAl, PAX3,
POUSF4, POUAF3, PRPS1, RPS6KA3, SIX1, SOX10, TECTA, WFSI, ACTG1, LMXIA, MYO6, AIFMI, ATP2B2, BCAP3I,
CHD7, COCH, COL11A1, COL2A1, COL4A5, DIAPHI, EFTUD2, EYAI, EYA4, GATAS, GREBIL, GRHL2, JAGI, KCNQ4,
KITLG, MITF, MYHI4, MYH9, MPZL2, MT-RNR1, MI-TLI, OTOG, GSDME, PIPNI11, ATPIA3, ILDRI, (D164, COLIAI,
COL4A4, HARS2, MT-TS1, P2RX2, PJVK, POLDI, SLC26A5, TMEMA3, TMIC4, TWNK, USHIC, USHIG, % EdWeo] &
AR BAG o], AE AAl, Zeoln, T21H  dAoR oF Tt gl e Ay A<Ed upe} g,

Boubme]l o Z=uo] wE ARAFdae H¥xe] MILRE WIS, CDHZ3, GJB2, LOXHDI, TMPRSS3,
ADGRVI, CLCNKB, COL11A2, KCNQ1, LRTOMT, MET, MYO3A, MYO7A, OTOA, OTOF, OTOGL., PCDHI5, PDZD7, PIPRQ,
SERPINB6, SLC26A4, SIRC, TMCI, TRIOBP,  USH2A, NF1, NF2, NLRP12, NLRP3, NOG, OPAl, PAX3, POUSF4,
POU4F3, PRPS1, RPS6KA3, SIX1, SOX10, TECTA, WFS1, ACTGI, LMXIA, MYO6, AIFMI, ATP2B2, BCAP3I, CHD?,
COCH, COL11AI, COL2AI, COL4A5, DIAPHI, EFTUD2, EYAI, EYA4, GATA3, GREBIL, GRHLZ2, JAGI, KCNQ4, KITLG,
MITF, MYHI4 2 WYHOZ. o]Folxl wozie Aeg sht o)de] fxitel H Ednels Azde dAs 23
3 k. # ae] A SHe wE ARATHHS PR AEAA AV FRAe] H Eddelrt HAEH
v A A3V dHQl AR o5 £ Hdske dAE FUIE 288 S QY.

2 odeo] o =do wE ARAFTHHES P72, MI-RNRI, MT-TL1, 070G, GSDME, PIPN11, ATPI1A3, ILDRI,

(D164, COL1AI, COL4A4, HARS2, MT-TSI, P2RX2, PJVK, POLDI, SLC26A5, TMEM43, TWTC4, TWNK, USHIC 2 USHIG
= elfeldl 2oyH 4ed Shf oyl fide @ SLRAT FEAL WIT e 2DV £ A,

ool o el wE ARAFVES NPA] ATl A7) FAAe A Bt AEHE A9 AW
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o= m Adsls 9AE 2tz s & o
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AES AR,

AlZF PCR =30l tisle] AL&3t 7]E+= QuantiNovaITMSYBR® Green PCR kit (QIAGEN, Cat. nos. 208054) A%
olaL, %—J_ ]71— PCR XPH]'” Applied Biosystems ViiA®7 Real-Time PCR System ©]ii, “guH]e] 213 x 23
AA] % |77+ [Setup 9] Experiment Properties] SollA 388 96-Well Block(0.2ml), Comparative Ct
(A ACt), SYBR® Green Reagents, Fast 2 A&},

[Setup 2] Define] ®iolA] Targets $1X|olE= F2A exon 55 Ad THEZ YHSIaL, Samples A= A
¥ ME = gDNAY IDE JH&FY;. Z12]al Reference sample® 7|4 Z9 IDE A¥&lal Endogenous
control & EFTID2 FAAS &3},

A o] A A9 N IR BE (B0} R N B 94 A BFE PR A1k T 91
S0ng/ul 2 A8 FES L3}

PCR 71E9] FAIE3} gDNAS] =2 v} Zt}. 2x SYBR Green PCR Master Mix 10ul, QN ROX Reference Dye

(1:200) 0.1ul, forward primer (10pmol/ul) 1lul, reverse primer (10pmol/ul) 1lul, RNase-free water
6.9ul, Template gDNA (50ng/ul) lul & A1=t}. 0.2ml PCR tubeo] ¥z, Znlo] 49 & AU 213 Run
59E°ﬂ/‘1 20% 2 931l Number of

st

Methodol A Hold Stage : 95€ oAl 2. PCR Stage : 954 5.

Cycles @ 4022 g=Halodrt. dlolE 43S A Start Run Adsgct, ZEo] a3 EH BB TAE 3
I Export 2 EA HolHE d3le YXE SAA A9 @&

71=8Z&2] RQ (Relative Quantity) ko] loja, A3¥ A&
e w oz #A&5sa, 0.3-0.7 B9 ol U
21¢] ghol W& ol diE/F-3d%}F 2 copy lossZ #5313,
qhek 1.3~1.7 W99 gho] U&ue= HFHAF 1 copy gain &2 #5313,

A4 W99 grol ohd MAAE AF AR B4 Wolg ANRew TEE 4 lnh.

Jﬂ

o] RQ #E FRlsl] 1S 7|#Eo 2 0.8~1.2 ¥Y9
w HHFHAF 1 copy loss & =8, 0~0.2 W

=
3

ol W, & FHAAE EFTIDZZ sko] AAIZE PCRE 33k, Zetoln] AlE 2 PR 3 42 27]= 3§17

[ 15]
e emmas e o
Fagy | TUTER 53 zepole) HE (5" o ') W Ak
nomber Lbg)
(=8 § —arggatzstgatgecgaces-3 (HEEE 13
EFTIDS | MM D01955353.1| cxon3 = = B v 150
(HEaE) §' —teciceigaiptaccipigaps-3 (AMEHT 14
(#F %y 5 —greetetpteceagerettz-3’ (AIEHE L)
STRE 5 [ sxzond il = S — a3y i30
[HeFRF} B° —perpetecrearcregiice—3 (AEHE 3)
(HeF %) 5 -gpagpestgreccprzapti-3° (MEHE 3)
STRC L 163700.2 | exemi7-18 ciin =12 St 287 157
(HeF8Fy B —ctepeectacagttgtecat-3 (AEHE 4)
(2e2F} § —gacerppctetreeageace—3 (HEHE 5)
SIEC | DL 163700.2 | emem7-os e = T a1 i
(M2} § —gpesetectttecercatpe—3 (HEHE )
[HEF8F} B° —recssacipaccceppertcer—-3 (AEHE T)
o1 IO 144872 4 =005 e = L ki =3 180
(HeF%F) B —gircgpsgmasecacresce-3 (SAEHE 3)
(M%) B —cocepcticctgicascact-3 (STEHE )
o1 MM 1448724 | exonl3 v S = : 270 1.50
{HHr8E) 5 -tecagerEaccrrcteacees—3’ (AEHYP & 101
] _ \ & -pacpactecarcpetgacga—3’ (M FW & 11)
o fol_144873.4 czond — - — — 154 1.08
! § —cacceatecteteceagzap-3” (MR E 12)

Ar
=
rlo
o
N
—
33
o
=
o
i)

w L] STRC EE 0T0A frAAe] HAFE & FrAAHEFTD2) 9] HAF2 o
2t

871 5% 109 ek b3} o], o Se) A4 SIRC 3L 0mt A S bk el e
W OTUE olFold womiE A sh} oldel fAAY BAl4 WolE FEe: A5 UAL dF m:
P P

olg B, B ¥ d W wE =HES MO0I54, (DH23, GJB2, LOXHD1, TMPRSS3, ADGRV1, CLCNKB,
COL11A2, KCNQ1, LRTOMT, MET, MYO3A, MYO7A, OTOA, OTOF, OTOGL, PCDH15, PDZD7, PIPRQ, SERPINBG, SLC26A4,
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STRC, TMCI, TRIOBP, USHZA, NF1, NF2, NLRP12, NLRP3, NOG, OPAl, PAX3, POU3F4, POU4F3, PRPS1, RPS6KA3,
SIX1, SOX10, TECTA, WFS1, ACIGI, LMXIA, MYO6, AIFMI, ATPZ2B2, BCAP31, CHD7, COCH, COL11A1, COLZAL,
COL4A5, DIAPHI, EFTUD2, EYAL, EYA4, GATA3, GREBIL, GRHL2, JAG1, KCNQ4, KITLG, MITF, MYHI4 % MYH9=Z. ©]
ozl FoRFE Aug s} ol g Aol H BWol: E: SIRC B OTAZ o|Folxl FORFEH 4

L__‘l
A skt ool GRS Al WelE AEY i AAMZ THFORA NGSTF obd AAIZE RS T]ko
2 B Bdvelg Bald 2AYYT & glol AW HFOR WME Azl WAL dF EE AWY 5 9
= 95d mh A8 FAst,
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A dE S EHY

o |

Ofo| 2= 2&5tAE MESSF mtHo| EELILC

SRS 71%| 0 Y&LICH Acrobat Reader PDFE0IS AIZSHR| St HRIOX|(3 R, TO|0IZA, ATIE| 5)

222 POFEH
o] Z2 H=Ire! HI|2HH|Et=|of /25 2 Acrobat Reader PDFEO| %] = 25 PDFE Ct2 2 C dho} st H0{0iA]

ZB[BHFAI2| BIZILICH
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