O>2JU—R2—0I>Y—%FHL\z DSG2 compound heterozygous ZEi&H (C K B.

AR A E DAMEDBICH B ROEEA

el FHEE -

ENAEER RN TE B 2 — AT AN ) B A —

[(HAFRDER]

AREEWRIFMEAT 2RO E (ARVC) 1, A2 DR OFRHERE N LIZ Lo THEU D DB REEARE A DA 2% R 3D B e
DBIZHELIEETHS Vs FHRTRITH 5000 AIT 1AL FEAEFHHIT 30~40 RCHEEFRAEDHKLL THETHD, +
IR A R 10— D> ThHLHT A®Y — Lk — RN 58In T (PKP2, JUP, DSG2, DSC2, DSP) DRI TH
D K TIERESNAER DN L EiX PKP2 Tédhd,

B I THATHIIE T H AN ARVC B 99 NZOWCRIZFIMELY FMiL DSC2ERNELZ NI LB WELZ Y, &
D%, BEE 159 NIHEPU GRBFAIME LI TL . DSG2 B H B (64 N) IXDMEREK FICLD DAL LEATK
Rz 40-50 mARICHIET LA R LT, SOICFIEMAT ATV, FliE=° ARVC ER2MiS IV FH IO KE 3D DSG2
@ homozygous HL<IE compound heterozygous ZEETHHDITHIL, HL—0D DSG2 heterozygous 28 A FFOF D KE
531X ARVC TIEZRWZ e 5noTe,

A ETOMFERRN D, OH AN ARVC BE TIEECK ALY DSG2 RS Th% ., @DSG2 B RBEL PKP2
BRBHELIERG N RIS, @DSG2 BERITFEMEBRBIEATHDHENIZEN DT, HEEBE B TIIE R F—TY
IV EIZHANENORETRITEEZ D, FIRMBIERN AT TEX72W AT A EEL N, £/ —0 DSG2heterozygous 28 5
PIEALTODINCRADEED, FTE)—HOT VIR ERLEBE 2L D DNA HE£ M (Structural variants, SVs)
DRI THDAREMEL D, ZNOHORBEE R L DSG2 B RFIERE EHIEH729 Fix 1L, Long-read sequencer
(LRSIZED DSG2 2 —77 yhir—r 2 A% RtlLT,

(B ®]

LRS THAHF /AT —rx P —% A, HRADEZE/: ARVC REBE T Thd DSG2 D compound heterozygous
EBROMER KON SVs ATV, DSG2 A B4 FH S RS ORI A~ ORT L2 BIEL 5,

(75 Al

g‘i

AKHF3ETIX LRS THDF /R T v —27 x4 — (GridlON) & H\\ T DSG2 (\Z31F5 compound heterozygous 28 #7855
KO SVs Bt &1 T o7,

O DSG2 compound heterozygous 25 FLAf 8
WFFERF QUL IEATIIIE THEERD DSG2 78 73 RIZE SHU compound heterozygous 28 5 Tl D Z L& il C& 78/ o7 15
4 Cloofz, MEDERA T N —F 5L Long-range PCR ZAT\ >, PCR MY — /T AT ¥ 72—k 4
S, GridION Z W Ty —7 T A%AT o7, Fastq 7 —2%&th DNA FEMERIS|~~ v 7 LT ud A T fifkfi &
1To7

@ DSG2 \ZBiF5 SVs #il
WFZERI BT SATIIFE CHL—D DSG2 heterozygous B HEDA[FESIL 5 4 Th-oT-, BEICEEHEAD DSG2 H
Cas9 7m—7% M TH /L DNA LI =7y M2 Yl HL | & —27 = AT X7 5 — %55 S, GridION (2

s



LB —r A5 4T o707, Fastq 7 —4 %tk DNA fEHER S| ~~ >t 7L SVs 2R L7,

(fF Rl

@O DSG2 compound heterozygous 25 FLfeRd

15 42812 RT v — 7% —|255 amplicon—based LRS ZHE1T L. ™7 0@ A ST 24T 7, F8FEHI72 LRS
DOFERZX 112779, 15 A& DSG2® compound heterozygous 25 HA /1L T2, ZOHE RS A A AN ARVC

FiE 159 ADHH ., 38 A DSG2 D compound heterozygous 28 EAAF L, 26 AN DSG2 D homozygous 28 B4 4
LTWzD T, 364 A (40%) 3 7V DSG2 28 B L TN Z e 53 noTz,

@ DSG2Z¥1F5 SVshit
1 BT Cas9 \Z&DH—T v —0 T REAT T3 BIBDe SVs I3JFER CTE o7, L ULEEHTES DNA A3
lg L, DSG2 \IZ~ w7 SN —RENRAR 53 ThhoToiod  FHEMEMRWE R e oTo, DSG2 iR T4
REAN—=F DD HAV L TIELNITAT TIERIEZ N TWEDS D720 DNA NS 53720 — R 25572012
WERIDTA T ZIERRIEE VDU ERSH DL -T2DT, FIEEEZ TA BN MG T 5 T ETHD,

1. Amplicon—based LRS D 5

1 1

! PCR amplification E i PCR1 i

1
A result of amplicon-based LRS. H H A result of amplicon-based LRS. : i 'j,"i' : —
IGV screen shot of reads at DSG2 1 @ ‘ E IVG screen shot of reads at DSG2 193557 | Poooneaeg
containing ¢.874C>T (p.R292C) jesrcT c14814>C1 containing ¢.355C>T (p.R119%) l i PCR2
and ¢ 1481A>C (p.D494A) l and ¢ 1481A>C (p.D494A) !
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| The reads colored
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4 Dblue belong to the
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HEum
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ARBFIE UL, B D DSG2 I BeAe Fp D F M7 ) WA K= 15 A0 ARVC 8 12%F L, amplicon-based LRS % A
WTE B ONTaZ AT RN 1TV, 15 }\iE@! DSG2 ® compound heterozygous ZHAZHL TWAZEAFFALZ, 2
(IZ&D, HAN ARVC @if;éﬁ&iﬁ%@ﬁﬁ%ﬁiﬁ%ﬁéﬁ%% DSG2 DWW T IYNIEFRTHHZENHBNNT o7,

—BICBEZCKIEO R A2 DR ARVC X R aRBEEEERE X253 THY, ClinGen
(https://www.clinicalgenome.org/) <% OMIM (https: //omlm org/) T DSG2 O XA T E R H SN T
W5, AR DSG2 O homozygous ZEBDHEZ T AT DI o772 29 AAN ARVC aR—CHR RN Z21T-
722 A IEHEE T A LD compound heterozygous 2 #:<° homozygous 28 BN 2 EN 30T, BIEBEE R T
BROEFIRRICT UMD LD % DT IAZHLDNE AT 2 LFEETHD, LrLE A O=AR—k 15 A&l
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HZLITED ., 15 AD DSG2 28 #4134 compound heterozygous CTHHI LA METRLT-, DSG2 2 #1215 ARVC 13 40-50 5%
BilfE CRIETAIENEL, MBOBLEFRENHE LN —2D3 D722, Amplicon—-based LRS (ZXA /T aZ A7
OF FAMIZEE R E SN TR U, AR Th KK -7,

(ERAREVEE - ERIRA\DEIE]

ARVC 3R KRBARFIC IV R B R0 572 | KBS 245 E 0 2 L CREET 2 T HILIE Y72 B A 7S vl aE
L7285, DSG2IZ8% ARVC D5 40-50 I DR ARRNRIIEZ FAEL | ARSI L= O 295, DA
FENRIZ R U CIIAEIA 2 BRI BN R 1 C LD IR IEZ TR TEDH DI REIR NIk T- 28 272 e R ITBAED L ZALF
FERS, B DA AE L@ﬁ%%%ﬁtﬁé Amplicon-based LRS |ZIV KB T3 DSC2 ThHEMOMNZTHTE
T, RN LA EOETC LB ATREMEZ SIS T 02 e TE | BH O TREED YR TED,

DSGZ2 @ compound heterozygous ’E{,E'\:%fﬁﬁwﬁ‘é_ 1. B E T T I E R D T u—T v AL EE Th S, £~
BMEBIR TH DT D EIEIRD heterozygous Z8 R v 17 53 H ARIZITZAFEL THY | M O[E L1 ARVC FIEY A~
W, BN AU EN DI LR AR DT LN ATHEE 2D,
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