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AAIAVE1—BITAVA—ILENTHY . KEHTOTS LA
SET5,
ABHTATSLDODARAT—2FIX. 542 (%) XITAD
54> (HDD ENEFERAENLTI7MILDZITELEITI) T
DT—RZITELNERETH S,
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Step 1: ER Buffer
Step 1: ER Enzyme Mix
Step 2: Ligase Buffer
Step 2: Adaptor A
Step 2: Adaptor B
Step 2: Ligase
Step 3: PCR Buffer
Step 3: Primer
Step 3: PCR Polymerase
IRD NGS Hybridisation & Wash Kit
Nuclease—free Water
Cot Human DNA
Blockers
Hybridisation Buffer
Formamide
Wash Buffer
Bead Priming Buffer
Step 4: PCR Buffer
Step 4: Primers
Step 4: PCR Polymerase
IRD NGS Panel
IRD NGS Panel
IRD NGS Index Plate
Index PCR Primers Set 1
Index PCR Primers Set 2
IRD Pre—Capture NGS Bead Kit
Mag-Bind™ TotalPure NGS
IRD Post-Capture NGS Bead Kit
Dynabeads™ M-270 Streptavidin
Mag—Bind™ TotalPure NGS

2. R
AL, BERATRICEDEEEMMIES X0 D1 (Inherited Retinal
Dystrophies, LI T IRD) &2 B X IR EEEFIEIRICKDZE M
BELYfSh-BEHEXOL2MEYVHERVEBERICEVERES
1= DNA ##8{A&LTALS, [PrismGuide IRD /8% /L Fwk Tk
Y. B EStfz DNA O RIHIEBE R U dA HIZEITL. 1ILEFHR
SO RER—I T H—(MiSeqDx VAT L) IZHISELETE T
B— AV TYYREMMLIZSA4T 5 —%1E%E%. IRD ODRELENS
RRAMF¥TFr—DNASATS—(NGS BT RASATS)—)EnA
TYYRFvTFr—RICTRAE T 570, IRD NGS Panel :HEZEZ
RALTEIR - BET 5, BonizRRAX¥TFr—DNA SAT31)—
ERERD— ’]I/'U'—I FLIEEBIINRESND, TDE.
lPrismGuide IRD /SRJL BHFTOTSLAIIZEY, EEE#(SNY;
Single Nucleotide Variants, MNV; Multiple Nucleotide Variants) . & A
R %75 2 (InDel; Insertion and Deletion) D — &R H % . HAEFT—E2A
—REBELTHONT /T3 BEROEN/NNY T2 MR IER
=ET) MM E5EIND,
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<HREEF:82EBEF>

No. SNREEF No. S HREEF
1 ABCA4 42 NR2E3
2 ADGRV1 43 NRL
3 AIPL1 44 NYX
4 BEST1 45 PCARE
5 C8orf37 46 PDE6A
6 CA4 47 PDE6B
7 CACNA1F 48 PDE6C
8 CDH23 49 PDE6G
9 CDHR1 50 POC1B
10 CEP290 51 PRCD
11 CERKL 52 PROM1
12 CFAP410 53 PRPF3
13 CHM 54 PRPF31
14 CLRN1 55 PRPF6
15 CNGAT1 56 PRPF8
16 CNGA3 57 PRPH2
17 CNGB1 58 RBP3
18 CNGB3 59 RDH12
19 CRB1 60 RDH5
20 CRX 61 RGR
21 CYP4V2 62 RGS9BP
22 DHDDS 63 RHO
23 DRAM2 64 RLBP1
24 EYS 65 ROM1
25 FAM161A 66 RP1
26 FSCN2 67 RP1L1
27 GNAT2 68 RP2
28 GRK1 69 RP9
29 GUCA1A 70 RPEG65
30 GUCY2D 71 RPGR
31 IDH3B 72 RPGRIP1
32 IMPDH1 73 RS1
33 IMPG2 74 SAG
34 IQCB1 75 SEMA4A
35 KCNV2 76 SNRNP200
36 KLHL7 77 SPATA7
37 LRAT 78 TOPORS
38 MAK 79 TTC8
39 MERTK 80 TULP1
40 MYO7A 81 USH2A
Y| NMNAT1 82 ZNF513

<EBEETEEDBRHEAE>

WNRELDBEFEERIL. UTOERERT,
- BIEFZEZE(SNV, InDel)
BIEFEEETRIMBED Depth M 20 LI EMD . BIEFEEEZT
FTEHDTLUILEEEH 20 % U LTHBZE,

<EEFEROKRMEHESE>
BRESNF/NYTUMNE KBHTOTSLNSETHT—4A—X

LEBASNh. ACMGHARSAY - BR#E IR DRRMEETHEMNTHhN 5,
A&, REMEICET 5 10 DEHE (PVST, PS1, PS3, PM1, PM2, PM4,

PM5, PP2, PP3, PP5), RU'BRTEICEIY 5 8 ME# (BAT, BS1, BS3,
BP1, BP3, BP4, BP6, BP7) IZB ¥ %k At DTl A rE =14, 5 D
M %3 ¥ ( Pathogenic, Likely Pathogenic, Benign, Likely Benign,
Uncertain Significance) IR DEREREMEZHIET S,

BH.7/7—av (FREDHEZED) T EDORIZSEBT 58
BEFEET—HIN—RAFTRDEBYTH S, EMIZOLTIX

PrismGuide IRD /S JL BT 7O S LDEIRGRBAZEEZS BT 5L,

(EAEMHXITHER]
AflEGEGHRESANO T EBHESNEEERIEBRONLEH
DEBRRERFOHERERSTIT 5.

[FERBMXIIHRICEETSERLDFE]
ARICLDERRRECFORERICE DO BEAE. O—
ESavy7EOREIZEBVLTIE EEERES X A I2HEEL
FEA. BFOEFMRICEDE, BEER. BRERR U
DEETIREMLREDHHE T, REMITHIRT ST,
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<EBREBAE>

ABFTOVSLIE. FTROAEHEH I ARV E1—FICHE
BRETIEELEAETIVAM—ILLTERT %,

CRAaE 2 —2 D4k (Linux 0S ##)]

304 Tk
CPU i9-10980XE@3.00 GHz . 2CPU fH& L E
AE!) 64 GB LI E
HDD 1TB U E
Linux OS Ubuntu 20.04 LL%
L KRS — T T — L AR E1— 5
kD=0 oA R AREBIE
TA4RAT LA SXGA UL EDRBEFZEL DL

SRBRT—HIR—X

IRROERT —IN—R | H2840 87O RE

ClinVar, HGMD. PublicP/PublicB (3¢) .

BIEFEET —IN—X RefSeq. Pfam, RepeatMasker

SNP 7—A2~—X J WGA

1000 4°/ Ls. gnomAD, dbSNP, GEM-

KBAAAR—MIBETORREREREZSISECTELRTFER
[2OVWT, FHRXIEREERDERNEENIMBEDT 5 N—
A

BE. RKEFTOV S LNEETHARIVE 1 —2 L EEREEL
REEEL., v IbE O - BRIBAIGHETHRNIE, THOULE
HEAAIVE1—420 0S MR T A#EEEFIAL. 1 —H—I(.
AAIVEL—ZICHED 0S PHIURRUIRRT—RTRT 1>
BICABT IO S LERET S,

2) PrismGuide IRD /X42)JL Fwh
<HEDOREAE>
IRD NGS Library Preparation Kit:
Step 1: ER Enzyme Mix. Step 2: Ligase & U Step 3: PCR
Polymerase:
HHRELK L CRER. 2vE T THEBL. KETRET S,
LEUSNDRHE:
BREZETTRMER. RILTYIXTEBL. KETRET
%
IRD NGS Hybridisation & Wash Kit
Step 4: PCR Polymerase:
HEFK ETRER. 2vEV Y TERL. K ETRET S,
Wash Buffer & U Bead Priming Buffer:
BREZERTRMEER. RILTYIXTERT S,
LEUSNDRHE:
BREZERTRMER. RILTYIXTERL. KETRET
%
IRD NGS Panel/ IRD NGS Index Plate:
BREZERTRMEER. RILTYIXTERL,. KETRET
%o
IRD Pre—Capture NGS Bead Kit:
HELXERICRL. RILTYIRTERT S,
IRD Post—-Capture NGS Bead Kit:
BREZERICRL. RILTYIRTERT S,

<AHUITLHORE>
@ EKIHEERY dA 0

B Fr{e St f- DNA | 25 ul
RARZ—IYYR
Nuclease—free Water 9 uL
Step 1: ER Buffer 10 uL
Step 1: ER Enzyme Mix 6 uL
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@ SA5—av

KRIGIEER U dA fH0L7= DNA 50 uL
YRZ—IYPR
Step 2: Ligase Buffer 3 uL
Step 2: Adaptor A 5 uL
Step 2: Adaptor B 5 uL
Step 2: Ligase 2 uL
@ S4735U—igiE
TF T 5—{+Li- DNA 15 L
Index PCR Primers Set 1 X[ Set 2 M 5 L
£ Index Primer H
YREZ—IYPR
Nuclease—free Water 22 uL
Step 3: PCR Buffer 5 uL
Step 3: Primer 1ul
Step 3: PCR Polymerase 2 ulL
@ NAF)EA4E—av 1
Cot Human DNA 5uL
Blockers 7 uL
® NATYFAE—av2
EfeLf=7—JL DNA 25 ul
Hybridisation Buffer 7.5 uL
Formamide 3 uL
IRD NGS Panel 2 uL
® FKRRRFYTF¥—DNA 5475 —1EIE
RARE ¥ TFH—DNA SAT5)— | 14 uL
RARZ—IYYR
Nuclease—free Water 26.5 L
Step 4: PCR Buffer 5uL
Step 4: Primers 25 L
Step 4: PCR Polymerase 2 uL

<F@EHERIFRE-B[M-HHEE>
RE-B/H

(1) TAYBERYK

(2) =EEE(5mL, 50 mL)

@ <A4yaFa1—TJ(15mL)

4
5)

0.2 mL 8-strip PCR Tubes

1.5 mL B Magnetic rack, 96 well magnetic plate

6)  TANE—FFEERVNFVT (RILT—ETY—)
(1 96 HzILTL—k
8) ZEHIBERKIL AT L (TapeStation 2200 X [XHE L &)
(9)  DNA Shearing 2 X7 L (Covaris M220 XIZE &)
(10) BDiEHESRAT L
11) e—kJOovs
(12) 433 EET (NanoDrop)
(13)  ZJLABAA—S—(Qubit)
(14) Y—<ILHYA1U5—
* (15) RILTFYIRIFH
* (16) FL—hSxFH
(1) QlAamp DNA Blood Mini Kit X [&#8 %4 &
(2) D1000 ScreenTape X IFHEH &
(3) D1000 Reagents X [F+H & &
(4)  D1000 Ladder X484
(5)  High Sensitivity D1000 ScreenTape X [X+H F
(6) High Sensitivity D1000 Reagents X I8 &
(7)  High Sensitivity D1000 Ladder X348 4 &
(8)  Qubit dsDNA BR Assay Kit X [E+H4 &
(9)  Qubit dsDNA HS Assay Kit X404 &
(10) #/KTH/—)L (100 %)
(11) 50 M KEEEF KD L
(12) Molecular Biology Grade water
(13) Nuclease-free Water
sk (14) TE Buffer (10 mM Tris—HCI, pH8.0, 0.1 mM EDTA)
(15)  PhiX Control
(16) Tween 20
%k (17) MiSegDx Reagent Kit
sk (18) Buffer EB (10 mM Tris—HCI, pH8.5)

<$EIEHEDEIRE >

@ DNA HitE B UM A1

B (£ ) M5, TR & (QIAamp DNA Blood Mini Kit %) ZF LY
T DNA Z#1H5 L. Qubit dsDNA BR Assay Kit ZFL\T DNA 2
#HERT D, TN, 1000 ng LI LD DNA EXEE DNA Bik%E
AWT.BEKLEIZKY DNA #BA1EL. IRD Pre-Capture
NGS Bead Kit # AL\ THE T S, FFE%. TapeStation ZFALVT
TSI AN AR EMHRT 5,

RinfEEhL dA 50

IRD NGS Library Preparation Kit D#EREHZFELZRALNTIT 2T
LEYORZEI0OOKRMEBRRY dA FMICHEHEDIRE—
SyYRZEREL. FITIETERLIE R{ESN-DNALESL.
TRETAISL 1 DERFTRESES,

JOJ541
ATvT BE RS
1 20 °C 30 &
2 72 °C 30
3 4°C Hold
® 1445 —av
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Ja455 L1 DRE#.IRD NGS Library Preparation Kit D&
BEEZANT YU TULSOREINQSM45—avIZEE
BOTRA—IVIRERHAEL. FITETHEREL-KRIFEERD
dA fAIL7- DNA SBAL.20 CT15 DA Far—bF 3,
Z®M#%. IRD Pre—Capture NGS Bead Kit # FHLNTHEEIL, 547
) —%1EET B, FEElt% . Qubit dsDNA BR Assay Kit LT
DNA JBEZFEZEL . TapeStation ZAWNTIST AV (X%
TR 5,

5473 — g

IRD NGS Library Preparation Kit DR iXEEZALNTH BT
LODOREINRTATZ—EIRICEHDOIRI—IVvIR%E
FAZIL., IRD NGS Index Plate MD#&REAZEE (Index PCR Primers
Set 1 X1 Set 2 D% Index Primer) ERITIETT A F2—fHmL
T-DNAZMZ., FEETOYF 5L 2DEHTPCRIZKYIEIET 3,
Z®M#.IRD Post—Capture NGS Bead Kit ZFALNTHE# T3,
#5817 . Qubit dSDNA BR Assay Kit # LV T DNA R EZERERL.
TapeStation ZFAWNTISY AV MY A XEHRT 5,

Jog5.42
ATy BE iG] HA7ILE
1 98 °C 35 1
98 °C 30 #
2 65 °C 30 # 6
72 °C 60
3 72 °C 10 5 1
4 4°C Hold 1

NATYFLE—3>

IR CHRUL-EBEREZOY T ILET—ILL, IRD NGS
Hybridisation & Wash Kit D#ERHELEAL GERILM 2T
ILRDORZINONATIVF(E—ar 1 BR) . BiETHES
%, Nuclease—free Water ZMZ THRBIEERWLET—IL
DNA #5§5LL . IRD NGS Hybridisation & Wash Kit D&% L&
IRD NGS Panel 2% (M 42 FILHDEEID@NATYS A

t—av 288B), FTRIAISLIDELETRIGSE D,
JO0J5.43
2ATvF BE RFRE
1 95 °C 5%
2 65 °C Hold

DNA SA4T75Y—F v TFv—
BIIRETHEHL=NATIEAE—230BDY T ILEREL
- IRD Post—Capture NGS Bead Kit 00 Dynabeads™ M-270
Streptavidin Z;E&L.65°CT 45 D RIGSE S, TN, IRD
NGS Hybridisation & Wash Kit D& ZETH S Wash Buffer &
BAWTEEL, RRAMEYTF¥—DNA SA4TS5)—% (8T %,

RRARE¥TF¥—DNA S4T5)—Didig

IRD NGS Hybridisation & Wash Kit D& EZRANTM T
L DREINDGORASF+TF¥—DNA S4T5)—EIRIZE
HOYRA—Iy I RERAHL. I TR THRLEZRRANYTF
¥—DNA 5473 —LBE&L. Fit70Y 54 4 DEHBET PCR
IZ&kVYiENES 5, FD#. IRD Post-Capture NGS Bead Kit ZF8
WTHET S,
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JOy5.4L4

5L HAILE

2ATvF mE
1 98 °C 35 1

98 °C 30 #
2 65 °C 30 #
72 °C 60 7

3 72 °C 10 4 1

4 4°C Hold 1

AT TR CERIL-EIERE B ORAFvTFr—DNA S4T5
1)—% . Qubit dsDNA HS Assay Kit ZFL\T DNA JEEA 0.9 ng/
Ll E TH B EEMETRL . TapeStation (High Sensitivity D1000)
FRAWTIZT AV A XEREDRT S,

—=HITVY

B LI CREZHERL-RANEYTFr—DNA SA4TS51)—12
pM & 1 %@ PhiX Control ZE& L. MiSeqDx Y AT LZERLVTY
—JIURETV BRESIEFRET S, BB 1 BO—HITY
DUTICIE 12 9T B IARIN = RRAR Y T F—DNAS
173 —%EAN5,

R
RERTOTSLERNT, RERS—IIo—hbH AEh

B REINEREVENT S, BITRERELTGEBFERE (SN,

MNV. InDel) , 7/T—>aVElRESTLR—bEH DT 5,
D GARaYEa—&Icad(4r9 5B,
i) ABFIOSSLEREBLOTUT S,
i) AAIVEL—2ADAARTHIVAIZAAT7Z7AIL—K
(T No—b, BHBERI7AIL.FASTQ I7MIL) &1y
5,
ABRTOTSLDAVBERTIZFAIAE YU EEITL.
RN FBEREITS,
v) Create and Start Batch R 2 M SR ITZBIIR 35,
XEMMED ARV E -4 DR 7o LT R
TH5,
vi) Ny FHEREE CRITNTETLTWAIEEERT 5,
vii) A UEED View Batch RAU MNOBEBITIER RT3,
BN T LizA—4 —%:&1RL. Finalize R EHvY
L. U FDOLR— ERERT S,
s Y —LR—bk
=T g LIR—bk
viil) ABR TS SLERTL. ARIVEa—4nbRg 7ok
T3,
MERAEDFEMDONTIE, AER TR S LOEIRREAE
BRI HIL,

iv)

(ERALDEE]
1

)

2)

3)

4)

2.
1M
1)

2)

ERGELIIE
RRICLDBREEEETHEICIE, HEFSANRTTIEHRE

HEBELERBENODERBETHOSEEHER T DL, Tz,

BEFATIILBEOLEER. REEEICEHLT, B&ETSHH
1FVREEBRTHIL,
KRIZKYBONIEGFEERBRZRAV-ZHOBEAHD
REL. BEZENRTTIEHE[/ LIEIFR/S—FIR)L
TII52E. RBDBEHT DB FICKHZE A ATAREL: RetNet
(Retinal Information Network) [ZE3< IRD DEREHNFFL (.
Retinitis pigmentosa, Choroidal dystrophy, Cone or cone-rod
dystrophy, Congenital stationary night blindness, Macular
dystrophy, Syndromic/systemic diseases with retinopathy, Usher
syndrome, Bardet—Biedl syndrome, Leber congenital amaurosis,
Other retinopathy, Deafness alone or syndromic T3,
AREDHEREZAVTEGHIV IV TETSRICIE, T BEE
FEMRTRTEIELERE LI X R/IA— ARV TRE IS
h-#EREZRVNTERETIE,

$|E 12 (X9 TPrismGuide IRD /SR )L BT O4 S L1EERT
Bl B ABFT TS LI BEFESINERSNIE
BEFOHANYI)—LR—FRUVI—IITIUTLR—MIE
hEnsd,

ZTOMDEFE

PrismGuide IRD /X JL R T L

ARIZKBBREL., EEHIU IV T ERERHRVOIFR/—
FARILERAGZE T HEBREEOKRGITIZHY MEREEIC
BOWTE=ZEZEREZZIT NS L, HLLINBERELIESIC
BT E=FREEZT-REBE TV IERET DL,
BHININTULORRMEETHEE ACMG MRS/ D548
TOER-BEIZRIETHAEN, —EOFHEICENTIEEE
nBEOEEREFRENDVELLDIGZENDHD, KMIZLDHEN

3)

4)

5)

6)

NYTUMERIE. <BEGFEEOREMHIEAE> ICRRED
PEITOER - BEECKYHTESNERTHEILESFER. B
EEESMRERTIERHEZFH LEIXFR/A—MIRILAMGE
B CERKRAMRLZEELURREREHEEZTIE,

&L GC & & (45l : High GC content #3 70 %L L) DIBE DR FEA
DEBIFHEZELTLVEL, GC EENBMES. ARIZKEHN
LwP®M Depth(GRAEE) > Evenness (¥ — 14 -#AFE M) IZFE
TEHAREEDH D, Fi-. Bl TFHEE (RYIRLESIMEES) X
STIE VITPLY RBIIANDIRATYEL T BELDARERLE
ETELL 0. BEERENRTTIEHEH LT+ X/ —
RRSRIVIZKYRERIICHIBTT A EEHET D,
thEOEEFERINEET IREL. REERICEZEERIFIC
t#%’rﬁ%_(:’l‘iﬁtfdtéo hEDERERNBET 2REDHEZE
UTIZRT,

- AEELHMRBEEZ - 2E020E

REFRALTCVWIEEFINHMFEZFOMBRERES LS HSN
=56, EEMRRINOECFEERENREEINT FEH
BRLEREMNH D,
AR THAINEN)TUONRHDERUERIE, LIR—EAH
TEN-EBEATOREHANRIZEIEDTHS, Hi-HH 2
HMENBLNBIZHL, N)TURDREOBERNEHDHEMN
%,

(2) PrismGuide IRD /3% JL @i 70455 L

1)

2)
3)

4)

5)

6)

7

8)

ABHTOTSLIE, RFR—IIVH—DOBLNDEEF
T—ADRTCRETMIDEGNAF A TAI T4 RIZHE
TE TN EEATIEMAROEREDILETHEATIIEF
fo. BASHEERICHLTEMRIBRRETOBRE . HED
BYUFRWIZIEEET DL,
AEHTOTSLEBNHEETHEE. NEEBRUNE
B5iA(REREESH) #HALTEYICRYES L,
ABEHTOTILDAV A= OT YT TF—MIBEERTTO
H—EATUHHTS.
ARFTOTSLTHEALTVST—ER—RIEREL., 2ER
SEEMNBERLERFORETHERT AL, 7T T— 0B
BEICE, WiERFETLYERT S,
KB ITOYSLEAVAM—)LL=a0E 1 —445NCEEY
BURTLIF, EBRTEOON =X TAR)—IZHEVNER
THIL,
ABHTOISLOEEEE | FREL. BEEIL, 12— —C
CITEYRT U RIERERTET HE, TURRERIEI
BRESATOENMEAE, EEEOERLAVEEATTHOLLD
BhNHIEITEETEHE,
KB ITOYSLEAVA—)LLF=aVE1—4TlE. LTFTD A
ISFET B2,
cA—Y—TEIZ0S THIUNEERL, £TH 0S 7HHIUb
TIRRAT—RERET DL, 2 0S THIU LD /RRT—F
[F+HREELDRIFREL. SRR VLAV KBS
BEETHIE(MR . RNEHTEAED 8 XFLL), EBE
DINRT—RIE REF TR S LOTYTT—rEIZBHET
HDH=0. B RESEFHOAEERATHIL,
cHERRYRT =D (A A—F V) ITHEHGLEN S,
- A=AV T—YIZHERT BB E L. BRECTHILIZR
ETTDHIE,
CE—RTORROTFZFAIVEBEDRYNT—oH—E X#4E
#ELTHIE BRLECTERLGVMGEICE. avE1—42Y
AT LEHRBEL-EMEFICHHRTIHE . EXaUTvI+R
HEEETIZE,
-USB 7R—RIEERLIELNE,
ABHTOVSLOFEREL, BERIOREEICELTIE. BT
BICERALES/LBREDT —SEHEICSEETIE. BE
HCEHBTOERBIERSELHAICE. AVE1—42 AT LESR
BLEEMEEICHERTIHE . XTI+ REREEZTS
Z&,

(3) PrismGuide IRD /X4~ JL Fwh

1)
2)
3)

4)
5)

6)

7
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HEICIEIFRYPPOEREDBNDHEIEDIEEENTLVELY,
HEARS>TEPOICASIIBEIKX BELICKTHRITHELGR
TEOBRELEZTV. RELABNIEEMOFUTEEZZITS
Z¢&,
FEARNCARRANEERGEATHOERT HIE, SHMLER
FEIFBREFIBEEZSBTHIL,
FRYREAF-HEXFERALLENIE,
B8 EESOHERIIEREFIEFRLTHERALLZLS
&,
AREYMIEBBREZITOIEIZ. AV R— 3V EHST=0HIZ,
BUELOEGTFEBELHRBEELSIVTTITSIE,
ERGHERERDIOI. EEFREORAFHEEHDLITZDIE
BOHLICHZELHHMORME., HMEEIZ+2ITEELTA
EEITSTE,
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*

8) XYLT—HEI7—DERBEHFEBIZLERVM ERYAFYI)E
ERTHIE

9) AVAIR—TavITERL. BIEFREICELHEBRERFIREIC
T RER-FENMETFRE (VT —T)—)-RRVEDRER
ZEVICERALTHEETIE, MELHMNFREICMEL
FEERELICHLLLOICRYEZ S L,

10BRTAEENTRERAREZE T, REGAR-FERAYTHE,

Fr. A EEAROEEARERVCENOEZRAVTHRAELLEE
L BITHEENZWEE XK ETRYIRSZE,

IDREPICNEBRECTHELRIFRAIKELLGZWN L, £z, %
HI-IREETMRETHL,

12)EBREEE T ICRELTHLERTSIL,

1)EEZRDFIYNDEEBEBRERVEINSZRAWTRAE SN HE
HBILENY—ITHBZETHRICERL., EFHTRHIICREVS
DUETIZE,

1ORFVEOAEREREE. BHAR (25 HB) LIATHNIL. 2
BlE CRETEAIEEHRLTINS, T, &k 10 hAUR
ThHNIL, 4 BFETRBETELILEREELTLNS,

15)IRD NGS Index Plate [#3" Index PCR Primers Set 1(Index
Primer 1~12) X | Index PCR Primers Set 2(Index Primer 13~
28) DA EHETHEAT S &, Index Primer FE (1~24) &
IRD NGS Index Plate ® well 1B DBIHRITTFRDBEYTHS,

Index PCR Primers Set 1 Index PCR Primers Set 2
Index Primer &5 well I & Index Primer & well I &
Index Primer 1 AO01 Index Primer 13 A04
Index Primer 2 BO1 Index Primer 14 B04
Index Primer 3 CO1 Index Primer 15 C04
Index Primer 4 DO1 Index Primer 16 D04
Index Primer 5 EO1 Index Primer 17 E04
Index Primer 6 FO1 Index Primer 18 FO04
Index Primer 7 A02 Index Primer 19 A05
Index Primer 8 B02 Index Primer 20 B05
Index Primer 9 C02 Index Primer 21 C05
Index Primer 10 D02 Index Primer 22 D05
Index Primer 11 E02 Index Primer 23 EO05
Index Primer 12 F02 Index Primer 24 F05

16) B EERCFERKERFEHANICABRRUKRIEEITAL., FH
IHIE

1NAEEEDIKGRAEESHRL . BUGHREETV. KEISHEL
EBERIETHERAY S2E,

1)BRO>THMECELESE L, REEZFEALENIRUESE

WEIITAR—=—=EFILETHNHEIMS L, HEMF=EI.

REBRETM)ILBR(BEMEREE 10 2Ll E)TET LS
ITHERY., ZORKEETHIE,

19)PCR RISERMIE, AV AIR— a3V & #IT5H1=6H. EZ—)LE
THEBL. HEZOBREICH-H>THERENET DL,

20)DNA I BT DR AL IRYRSIEICFEAL-3F EE L RE D T8
HENHIEDEL, A—MIL—TETHRELETIHNXIE 1 %R

HIERMFOHESRITELTREL, FMERFEDHREZH]-
TEELRETHL,

2NV ERITKEFTEHILEZEORFRVESBEFROEHZFIZE
BELTERLET DL,

2)FERZBOAE -BHRFF. FHEFE
EXEIVYAIIVERRETRE,

ADIRE > THEYIE

@) BERHOME. FREE

1) BIERAKITEmMASHE L= DNA LIS EERLEL &,

2) &M, HEEZF (EDTA) AVDRMEEANSLEHRET S,
BRfichi-2mh#ANT, MEAEXVCOHRGERIZRVER
B DNA £#(HT 5L,

3) RMZIFESLIC+AREREENETV. FEOBKERIKRVLA A
RSA2 (fl: RAREEEY=27 /L BABRREZERES
e, &) ICEBOEHICE DO T, BEYICRYKRS L, %
4 CTIRESN-LMIAIL 30 AR, 30 CTRESN-L2ME
KX 7 BEETREICERTESILERERL TS,

4) £MmA S DNA ZiiE&k, HAXETFFICKY.DNA EELXEH
FBE, REIZIE. DNA EELT 1,000 ng LL_ED DNA BREE
A75,

5) £MmA5 DNA ZFHHE., 3 CICREZTHARVGEE. BER
ETHIL EREOBRAMBVAARSAY (Fl: RARBEEEY
a7 BARBRKRBREZERESER. F) ICRBOEHIZE
DWVTEYICERYRSCE, ik 4 "CTRESNT- DNA &K
1% 30 B, 20 CTREE SN T- DNA #{K(E 90 BF. ‘FHiERifE
BE#HELTIE 4 BFETREICHERATEDLILERRLTLDS,

6) AmICHT22MBAKRICETNIANREHEME(EYILEY

HBAE) . AEJOEY, aLRTFA—IL MFTUESAK, FILT
2V 1gG) . RUSNEAMSENE (EDTA AERRANEZ 55 E%
BREEL-FER. EVILEDHEEE) L 575 ug/mL A OEV (X

2.0 g/L. ALRTO—)LIE 50 g/L, FJSJES5AKIE 33.0 mg/mL,
FILTIIF 60 g/L. IgG I& 60 g/L, EDTA [& 23.0 umol/L MiEE

FT.ARICEDAERVERICITEEN LGN EEHERLTY
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(5) tE8E

1) RERICBIT2IREEEICETIRECATLESH)
AEOIERAEZ]RL., 12 BAZAVTREEZERLIZE
ERIRBGAIIIV—RETRE. O—IIV I TR, TRy
SLBTIE) CUTOMENBONDILERRT . 46,5
A75)— AR ITEEMIET 5I2HT=YHEL DNA EI% 1,000 ng
UEET S,

<SATS—FHUITEOELE>

RRREXTF¥—54T 5 —DRE (HE{E) :0.9 ng/uL per pool
[

12 RIADTIL XA TFr—S54TS5)—%REEH®. RIGSE5E

<O—HIIUVUTTRROEE>

Cluster passing filter 180 %L E
Q30 score 170 %L E
<TATSLBHIEOEE>

% On target reads 160 %L E
Evenness 175 %L E
Mean target coverage :240 LI E
Low coverage (>=100x) :95 %LA E
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HETHIERICERSNSBHEEERRAERNT. KRIZKYS
ATS =R (n=72/F RL—F—x 2 N TEt n=144) h > @7 %
TLWERNEBREE(BE. OVMEE . ARL—4—REZED)
FEMLEZBE . KREARRET BN\ TUL (T EER
VAR EED SNV, RERY T —4E1HD SNV, InDel) & H
LE=HoTILDEIE L 100 4 THEZEEZHEEL-,

3) HE
HEDIRD RRBEFRE D/ N7V MIZENRIZ, BRI
42 PIERANWTH U —S— I IV RRICKPBHFEREARRIZE
D ERRO—BELXEH LR, SNV B InDel [THELTH
H—BE(PPA) R UFEME— R (NPA) (X EHIZ100% THo 1= (R
o

® 1 RFHEEER

YoH——9T O REKITED
HITE - RS R
Bt/ )7
(SNV 35 &, fEtE/ )TN
InDel 8 &)
PN (1 IAY)]
k3 | FUrY 43 0
JAIE - (=X IR}
g | 7orm 0 4281 %
R = 43 4281
PPA:100 % NPA: 100 %
[95 WEEERXFE [95 WEEERXFE
91.8 %-100 %] 99.9 %-100 %]
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RARFESUH LI EOmMATHREShEN o1
INYT UL 4281 NP U RTHST=,

F . SERBELT. ARDOEMTHRBEEZFOSIHIETUVALA
ILDBEVRPESEIGFERIZRIARDEELZFHELIz. M7LIL
4 RPE6SIEBIZFERICKSIRDEEHENIREZRANTEARZNDE
EEFELECAH, N)T—rEN=RBE (A ——II VR
EONGSHER) ERBDEERH TR DIEME—EE(£100 %[95 %558
X#:63.1 %-100 %] TH o=, Tf-. EEBE TRESN - LHZRER
DRBFEHEHIE (T DARZDFIE —BE(£100 %[95 WSFHXE:
63.1 %-100 %] Cdho1=.

4) HEMERSMFEN)
ERBRARVEHARHERICERAINIGE/ EEEERARK
(R)ZEAWNT, RRIZKYSATS)—HE (n=3) D SEFTZEITL.
IRD [RRE = FREMXT RMEFHIIxTT S 100 J—FLLED A/ LY
CEHTHIEEEEHDEEEEH LR, 994 %L EDEETR
FEERERL =,
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AT Ihéisd DNA EEHEERVHEELUTICLTARIZE
PREEEBLEBES. KRG 7O ERHATEENER
L1z, HETHIERFICERSINDEHEEEARIK 1,000 ng(BRE
£).500 ng ZAVT. ARITKYSATSY—FHE (n=24) h >
WETW. KRS REETEENY TR (THY U EEBEUA
UhOVSEELD SNV, FRERYT—FEHD SNV, InDel) IZ® 33
Hit Rate #& HL1=, ZDHEE. 1,000 ng TIXEN\YTULERES
TR T DIENTE (XK 2),

=2 BIMRERE

500 ng 1,000 ng
N Hit Rate [%] Hit Rate [%]
I > I
INUTURE GREES | (R
fRHT[E 50 fRHTE 50
n " 100 100
TV D SNV (192/192) (192/192)
RERY T —FEE D 100 100
SNV*2 (24/24) (24/24)
. ” 100 100
A~ PR BB SNV (48/48) (48/48)
e 100 100
Insertion (24/24) (24/24)
e 97.2 100
Deletion (70/72) (72/72)

31: USH2A. ABCA4, RPGRIP1 Bz FfBEIIZTF#E T 5 8 SNVs
¥2: RPIL1 Bz FHEEICHFTET S 1 SNV

%3: ABCA4, RHO i&{=FHEIZICHFTET S 2 SNVs

34: ADGRV1 = FEIEICHFTET S 1 Insertion

¥5: EYS, MYO7A, POC1B iE{=FHEIZIZFTES 5 3 Deletion

6) KRICLHRREEFRERE

EEIRFTRICEDEZMaN = IRD BEHED 80 FlEHRIZ, &
SREAVTEBHRRRIEGTFEEDRERTRENM/NNY TR
BHRENEER. EEEETOIXR/N— I RIVIZKEERERE
TRIEREZHERLI=, 425 %(34 /80 ) DEFIH LT, K&
RUIFR/IA—MNARIILTREAEEFHIRIESNT,

REREEFHEIEIN 34 B, 31 1(91.2 %) I&. KA HIE
L1=9&#7\1) 7> bk (Pathogenic, X[ Likely pathogenic)ZH 3 3

BIEFTHoT=. —H.351(8.8%) L. KFIZKY VUS (Variant of

uncertain significance) EL THIE SN/ N\ T U b EH T 5EIEF
THY. ERBENMRETHERFEROCRRBERICEI(TFR

N—FNRRIILTOREHEDOHR. RREEFELTRESNI,

AEFERKY . XGOS/ LNTIERD. IRD ODFEEEEZFRED
HHELTEET AL GO VNICERBED T X R/ \—kSRJL
IZBVWT. AR LOFERICHA., BRIBFRORRIEMICED
EREMERICHRIREHELTIEAN R LU THSH LIRS
nt-.
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1. REHE
IRD NGS Library Preparation Kit -25 ~ -15°C
IRD NGS Hybridisation & Wash Kit -25 ~ -15°C
IRD NGS Panel -25 ~ -15°C
IRD NGS Index Plate -25 ~ -15°C
IRD Pre-Capture NGS Bead Kit 2~8°C
IRD Post—Capture NGS Bead Kit 2~8°C
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DRAEHASESERBETAREANDELD DEQIEEEHET
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2. Richards S, et al. Standards and guidelines for the interpretation
of sequence variants: a joint consensus recommendation of the
American College of Medical Genetics and Genomics and the
Association for Molecular Pathology. Genet Med. 17, 405-24
(2015).

3. Koyanagi Y, Akiyama M, Nishiguchi MK, Momozawa Y, Kamatani Y,
Takata S, et al. Genetic characteristics of retinitis pigmentosa in
1204 Japanese patients. J Med Genet. 2019;56:662-670. doi:
10.1136/jmedgenet-2018-105691.
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