& K
SN s | RMRRY—-IIVY-HEZD
HIoTserv FumonEzE

HHERERET

44

VT EA R v —
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I. @EU®IC

KA > — 27 = % — (Next Generation Sequencer : NGS) 29834 L Tl 104EFGB L, 3 TICK
AL, LIEVZBVIRERICZ > TE ., 8T, KIRE W) 2o IIZH IR H 5 b T, Bito
V=2 T AL WRIE Sanger#EEFFRE LA LI VY2 TV A(FXYES ) -V — T TV A) Bk
Thb. LhOEF ) LAEMHTIHEVIL N /470 V27 ML, TOFALL 7 Y=o TV Ak
TITONT=D72H5, FEIZ13FEORM & 2700 M b OB ZLEE Lz, 20T 7 AN, 204D
WL W) HIZ 10T M 28 5885 - T & 72 (https : //www.genome.gov/sequencingcostsdata/).
COBHAOEALZ MBS 72T, WK Y — 7 = =M Bm T2 2L 2 CE L2 TFHET
E57259.

I. ERED—IITR

ST, NGSEERRDY -7 20—, WbhbWbsbFA LI M =TTV AEDRKRELREVIINMNTDH
A H. FNUE 1 EOMENT TR LN L BIZTHEREDOENTH 5.

WROEN & b @R TERIE, FIC7 I VBRICHIRS NG HEHIE, exonllFET L. TD20,
exon DM D FHIFIZH % intron iIZ T T4 ¥ —Z % E L TPCRTHIFEL, SH6I¥8A LI My —7 x>
ZH® PCR (Sangeri:) #4179 (H1 EE&). 2H L CHEINLY Y TV EF Yy ET ) - =712V
Y—TkENTH. AL N =7 T AT CTE AT 800 bp FESEICRE SN L 720, —H
DIFNTTlX exonl ], intron DH VI TH > TH 2 exon FEEIZHRE SN A, SR QT EEAEBERE 1
B(LQTD) O EHE5 T, KCNQIIZ 16 exon THI SN TH Y, LQTI DEIR T %17 721213,
LRAKICD & 16 B DOFNDSLETH 5.

M. NGSOL LK &

NGS Z i o 728 (=TT X, TN E T 5HBOENH) S EICIDIHFEEINTWS, oy
I Wt ) LY — 27 2 A (Whole genome sequence : WGS), &2V v (exon) # it T
v v —27 1 A(Whole exome sequence : WES), #AX/zWEET - HBOAEZRINL27—7 > b
V= IV ARANY =TV RA)DIHETH L. WCGSDYH, TXTO5HIE% probe THiE X 4,
WES Tl exon HIH D A % probe THIE X 5. NV —27 TV A TIEHNREILD probe 2 7 A ~
LCHIESES. HEONREZ —EICHIEL, oy 7V eE NGSAKRT—EIZHREIT 5.
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ERKEND—IIT X

PCRiZlg Sangeri:

—> N 2 — Template
— S p

<— ddATP @
ddGTPO
ddcTpe

N eXOn

: TTP ©
——— intron dd
< primer —,

U

——0000000000
——00000000000

ATGGCATCGCA
RERS —TT 4 —
ral

il

Flow Cell TCGATCAT

1 U—UIREME
b Gk (Sanger #:). Intron (2% 5€ L 72 Primer % IV T exon 2 #IE X4 % (/). PCR THiIE L 72 exon #{%5-%
#7 (template) & LC dANTP % W CTHEIS 21TV, RIS 22T 5 ().
TR =7 U —. Flow cell LIZHIEEM 26 SE5 (h). ToMEEDz#HR L LT, —#Hikso
WIRSE, =BT LI2h 2 7 THhg 21T, AR 2 ET 2 ().

FAMER LT % illuminaftd ¥ 25 A 04, HIFS 224 W v 7% Flow cell L I1E 25 7
S AMEICKE SR, ZOF IV HRE L T—HETOMES LS 21T) (M1 FK). —Hilk
AMRESEDL LA AT THR AT, EOHEIEIIES N,k L T <. NGSAKTOiKE)
SE TR, AT TRGKSINIIEERINO T — 7 BAFDO N7 ) AT =5 D EDFBPIZ—HT 2D,
ML TUERTVL, ZLTHAEDOL NP AF— ¥ LB S5 TwW AR 2 F%E, 2% ) ER%F
ET A B vy —Fy MEIHTOEREEMN TS5 LT, $TTICHESNTVWIER 2L D,
EHANCTORERE L EOMEREMNIMT 52 ENTE 5.

CHDEHIZ, PEREDY =7V AN exon T EFENTT 5 DI L, NGS TlE—EE DN THAR
P R COWERINEREZNMD LD TE L. X512 Web LOBEREZAMT A & T, ZRICHT
LEkA RIEMBFERFICATT LI TES. 9F ), NGSIIHEHAZICBT 28ETHHTORE
XD, WHWTREIC RV AT ATHILENVRD.

V. XREO&EEFEZH

TlE, EBOBEEZETZH IR REICE 5720 THA D) P, LQTSOFEHREZTFIZI T TIZI5
s N TWB DS, FELFK MG T1Z KCNQI, KCNH2, SCN5A D 38z Thbh, o 3EET

44



WXL TIIT 24T IS 2 0% v, 20 3BIETOAG exon U 59 TH ), HERETLQTSEE
DEIE TR 24T ) 720121F, WALTH 59NN T 729 Y VBB X Oy — 27 03— TOKEIA
VERE 5 =7, NGSTIRZD32D#ETEZ A, TRETICLQTSOEKE LTHE SR T
W5 15T O exon % — IS TAZ LTE L. E6I12, LQTSOEBEEATHL AT 353
VI TR L E 8 (Catecholaminergic polymorphic ventricular tachycardia : CPVT) @ 3% 7z J5
KiE(sTCTdH b RYR2E R T 5 Z EDWEEIC R o 72, 2@ RYR213 exon Y 1054 b & % FoK 7 =
FTHY, TNFEFTECPVTHEDLNILGAETY, EBICEETZWEIT) CLIWETH 72 £
NAINGSTIX, LQTS & CPVT O HI S EE 2 3EFIZDOWT S, Wi B3 5 BB T % [k
179 Z LD REIC R o 72,

TlE, INFTHERELETVPHOLNIZEN TR Do 2REIZOVWTIZE) THA 9 2. NGS %= F)
H L7 LQTS O % L\ JE KA FAS 20134 1l Sz V. M BIAR O 2 WIstit 2 Aid, FLIEMIC
QTHEEND VF 2 X - L-HERTH - 7245, EHO0FKMA BT mBITERE T, LEXLED
QTIEEZRLTWaPo7z. 22T, MBUIZERDP L WHIHERERPERTHLEEZ LN, &
KRIZO &P L T (FEuE) O 3 NI LT WESH bz, HilleRERTTY I Bl z kv,
INFTICHED L WERZFELLEZA, INVEV 2 V23— K45 CALMI L CALM2\ZZE 873
Mg sz, 2ok, MEILE X7 L AOERE LQTSIZOWT S CALMIZEM R S, CALMI
& CALM2\Z LQTSOBKRBEEF TH L I EDBWL2IZENT. ZO L) IZH LW EHRERFZFET
57:012b, NGSIZEHTHAHZ b hb.

V. NGSDFH=

CDEHIZ, FEWICEN L NCSOEHN TH LA, NGSIZLEEIH L. ThITHIETFZHE1TD
B, NRETLBIETOAZRRITVZ., ZOLROREINZERIZ, 1 ZITHENR CERBEBEL
TeBIETERTH-7. LTHD, NGSEH VTN Z479 &, BHKNEEZONLAIEBOEMLTER
PRESNLZ L DD, BEOEENFEESNIGE, ERIEEOERIRDRAUTHEEL TS
O, TNEDEBOERNEET LI EICE o TRAERIEL TWEH0%, BEEZRXTHL 2T
BUEND L. T, REOFKNEEFTHL EHMEINTVTY, BEROFERID R VERERT
T, TOBEMLTTIA— FENLIWEDOIBINIEES DR WG, BRICK > THERI SNAHEADN
BRHNEEZRZ D E . S5, NGSTIR Y =272 03—l I L24AED T — % (Raw data) 25
BoOEWESZHREL, BEOY - VAT =7 IZAbETHELNY =7 2V ARH Z2 X Tw
. 2070, WEs77—5ZMNHLTLEI TR wbwd /4 X TLE ) JElERD 5.
SO A XREFEBROERE LT 572012, BEPELNDLLEICE, TOHMr0FyfL s v -
VAWEII BT BN,

Mee LTHATAE, ¥4V 7 b= 2V APFIHELE LAEZH) P2 KDDL % b
DTHA. TDD, —DOERNBEONLE, TNERADENTH L BEInTEREEZ L. —F
NGSIZEG I EMWO LI R IDT, LYV HI T IALRZHEZT, ZIHhOLETHLIEE LR
ATV, FDD, —EIIEHOERZFEETHIERITEDLD, ANITHKROBEKRTH LERN L
AW, —OTOMRT 2ULEND L. ELWRROEEEE 2 TERAZERD, WAL ITE 72K H
REWERTHLWREELEIN TV,
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VI. NGSDEZRDEZ o |
INE CHETFZMIIH—EEZTRE wb
W25 A Y TFNVOBFEANIHE) BT, HEOEKW "
BIEFARIZOWTE bR TE . B2 2
L OBAZVERR B CRE S 15 IEF ITHEE O 2 ng")
BRIZOVWTIE, TOEREZL->TWDHELT &
BREEZIIET L EZ N, RNERTFERD
PRENOLEDPIIFHITHNZENERONL.
—77, HEOREWER (L) IOV T, Al B R
R & OREHEOFE VIR L OB v EREE s
J 574 FREIEfFENT (Genome Wide Association o R CEEAN A EROEEADSE

Study : GWAS) THE SN TETW5. 7272,

GWAS TR 1 5N T & 722 AL Bk

T 5HEENGEL, BEOLZRPHAGDEINS

LT, IIRKER) APV LERTH IO LML LW

NGSOEZHIZLD,  bOEF ) AFNEETETHEHICL->TETWDSL, £H9)F5E, ThET
BEETERCIGEEEZZONTWEE (R 29 R) I2BW TS, HEEOIEH - BEOBE AR
DHMAEDOETIRIET A EVPHLNIZEIN TV EEZLNS.

VI &% % (Z

NGS D& T, BIZMEEOBMETHITZBIN R ERZZ T2, LarL, BEOET ) AMERIE
LN LTH, TN TIIREBEDENMHCHEEMHE IR T TH A, IEMEREIRZH L, &
BRI U7 B S A S D ENL T LT, FIOTEREOMERIIR IO EE, WO T
R85 C7owe,

(X k)
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