 Point

M &5/ L3 31 EEENH Y, MEZAT 23 1 46 ADORBEEFMT 5.

M b FDBETFIEH 25000 FBEH Y, HSREEEDRARDZEI#EBOTWVNS.

MV EREDOEMEGF EIERE DEEEIRST T B DITHRL GRETEMIREL TER.

V BEFERITIFRLALEZILOEEN D S D, F—EEF CHEEDEAIPEEDEVTRBAICITATAENES.

BIREBIEFICDWVNT

BiaE A5

lebs /4

[/ L. (genome) | &ixt k DNA O2EF|D T & T,
BT (gene) | & THERE “~ome™ 9XT (all) Z2&K7
FVU Y viB ZHVWERETH S, 21 YO N7/
LEHHIC KD, © T/ LORRMVRIHE NIz, TNLG]
D7 LTI, Biarz—D20 & D#NZBEND >
e, e N7/ LEtERE TR, £, XMy —r v
Y—OFFRZEEE LT/ LRt L, e 7/
LAz R 2 T EMHIRNA A IR > Tz, TR K
D, BHICET ZBELETFOZRIEDZN LR & OBEME
IZDWTOWIFEMNIRIAITONE KD ITE > Te.

7 7 LNERERS % DNA (deoxyribonucleic acid: 74 33
VREE) &, A (77=2)-T(FIV)-C (V¥
)G (7= LS ATDEENX 7 LA T FIChH
ABLT, RURXTLAFF#EZERKLTTETVS. Lk
TILTIETDOEI R 2ARDRY) X7 LAF REEH AT,
CG THICE>THAL, —EHLBAMEE RS> TV,
Z LT DIERDESIMNEIE T ZIRE L TWVWa 28, DNA
WEEEROB LWV T EIcks.

DNA BT EH LU THEL TV SR DI TREL, REOD
XA M VAER (228D 1D) ICEEDE,
ZNDEERIRICH: > TIRABIC 7R > TV 5. Ml HOKE
DAVEEIRICIED > TS DY, MR 2 & 2 DV R
U, Mtk L7720, SAMEE CRISATRERIRRBIC R % (=
({38 A-1] SHD.

b b ORI 235 46 AH D, HD S BED—TIERH
KT, MTIE RO A L 75 5. Rtk R TR 31 {E
HESN OBEERNMAEL THD, 1 AOPREOMAKICIZ T
TH 1,000 fH O BEIZ T H D, b bElzFOMREITHK
25,000 TH%. TNHOREARETICETENLEILTP
DNA Z X L HTKT / LEWT, MIlRENDOI Fary R

V7T LEERKAIENS.

F7z, DNA LI 2 7B RIES 86T WD 57,
DNA HEHE XN T RNA (ribonucleic acid: V) RS W&
KEND. RNATETHU (TF9)0) Icfbb, khd
AT B, LT, RNA OHEFSNC KD, AKT
2 NIBEOT X BESINREENS (= (8] A-2]
2.

T

Z L DB 1 DL LEORZZFEMZED T T &M
ATBET, 925,000 FfEO & MEE7H BB RO 2 >
INTEMESENS. T, [ADRINTHEHIE 1 DTidE
CHEBOWBHLAS T LT, TEEBEERREL TV,

KEBHT DG TFITIE R V7 EOFREHKIC H 72 5 s
(Zovy) b, ZYRNTEOERZER - HHd 2 e
(Afrbmy) EnbiE%. Chucky, “V»wO” “EoT”
CEAIET RN BREKT ANy ha—)LENS.
42 DNA OH TR FICBIE T 2 8IE < —HTH D,
BODZ GRS EOREAICIEEG Lix., EE, X
VISTEDRFIKTH BTV IE e/ LDNA HO
2% TH D, ZOMOFREIR T2 LM E ZHRDMHEH 3% & &
HbETE SKIEEL I NS, ZOMOMEKIE, ~FTrrn
RFVT%, KIEEH]45%, WEREN TR TV
WREE 43% L 7n o> TV 5.

HEIZTHS mRNA (O— RERZREFT 2 RNA) Hiifin
FEIN5HBICE, a0 bR (8 K ICFEET 271
E— X — NG O Y AR ORE ZH-> T E. 7
HE—X—IC K> T, BRAGRHESOMIIIC B TREDE
LT OFEIZ— VDT ENTVS.

| ntatk
v MAHIIROREAN 46 K TH DT N> T-DiF

1956 £ TH 5. FEFEL FREAHEIR (International Sys-
tem for Human Cytogenetic Nomenclature: ISCN) T, 1~
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REREBLETFICDOWVWT

RAEEOES T

BIEREDSE

B e
A (1~3F) KEDREET, £ FOATHH
DEBICH BT ERBOREETH
FEEE. 2 BIEEHEOADRE.
REDREE T O AT EKIF
WLICH B, 4 5FBIFIEBITE AL
THY, KRIHhHEEE.
REIDREERTE Y FAATIEPP
FIHEREF Y. WINEHEPREIHLL
TWaTed, BRID = LUEE
FREIDREBAT, RinEblctz> O
ATHBY, BEICT TS 1 MDD
BZHRDT EISEBMODICRZS.
PRNUDRBET, £ bAXT
IEIFIFRR~IFERF Y
INIDREET, 2 OATILIE
FHRRICHD. mEIFXBILD50N.
RENETLEREETEY FAXTIE
KRiGERICH Y, Y EEBERLNMEFZREIC
Y74 bhHBH, ELEIFRE
BOMHRZ S, BIC21 BEDHH 22
BLUNEWNT EHHIBBLT.

BE (4~5%)

CE 6~12%F, X

D& (13~15%)

E& (16~18%)

F& (19~203%)

GE Q21~2%. V)

22 HOY ks “HEaA”, X &Y & R Lo
BTz, RN FCHET S L, #iEK (2 b
OA7) BLUNTWS., ZLTEY baX 7 Z I
WaERRER (p), BEWAZER (@ &\5.

Ptk G YMEICTRET 5 &, BIERTRDIITS
N, WREBEORMMNENRZ =D, CORZ—2IF
DNA BlF ORI & IZIFHBE L TH D, ThziEiEian<
DOHDOFEKIC L TV, BYEARD B i DA /7 AN 7]
o TIEHIC 1, 2, - L OB TR, BHEMONY R
DFSMEFTDOLSICDTFENTNS.

ROMRITE S OHFROME R E 2 IR 1-1DXS
IR (A~G D SNTV5.

EEFDEEEKE

BRI R 12 1ITRT X512 LMD . i
A, % 1 DOBIETORY (H—#L i) Tl
BPLLICOVTIE, TOERT GUEEIET) Z#hid
ZROGEDDN B8, FEIETRNCDEND. TDEXS
BRI TR, BEEZOREDT ) LOENZ ffHTd
L THLMICENTE .

CNLBNCE, ZRONY GREFPREEER) HHEX
DESTETHRIET 2R FEEMPREEDHS. ThbIC
DVTIE, HBEEZIE L IEBOES (% TERVH)
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BB EFERE | B E8nTOEBICKDIERE. &, AV
TIVBER. TOECEBIEEREEHE
REMR (XPY) EOFEAICRE > TREEN
TWa. ERMICIFLITO 5 BEEICHiEE
ns;

- BREAREERER (AD)

- BLEASEERE (AR)

- X EHEEMEEER (XLD)

- X EHESMEELR (XLR)

- YEH (YL
ZSEATFEECE | ZHOBECFERREERDERFEAICL D
EE3: THRIET 2KE.

- EEEERGE
REERFEE | FEAOHYN - BENEE. EEMRER

EHRNEET D EY A 024 TEHD.
R - E1E | TEEE T CIRBREEE LAV OISR E
FE(REE EDREPEET, BETHERDELT
DENREEICEVELS. £z, AET
ML fz DNA REEFIC K > TERRE
N2E0%Y / LWREMER

T/ LRIY A | BIEFO DNABEESDZEICLS5T, X
EapERES F IR EDEEIC K > TEIEFDOFREH
BEBERET/ LRIVAG (> F) >
Ta9) BREWDS., AT UVT o
TBEFIEVTNOFEERMN K > THIR
DEENEE B, AV TILBEFERIC
DR,

SO FRU7DNAEREICGERTS. =+
O RU7 DNABRERIFTEL, BREER
BLEFEBICEZEDEH5.

=g
BIGK

LIBHETIE RV FOBE TR IG5 2 & T, B
BURTFMRIIENTE T2 (7 LT A FBIEfET).

EHIC, BIEFICERND->TE, EEZBIELANT
EbdHs. TTT, REOMMPETHIINS RNAPZY
INTE T AR HREEN, TNENES A7 Y
7 b =L@t (RNA), 074 —Lfight (22 878) &
VNI,

ZUTC, 7/ LRSI ON, © RENTENTY
L DNA DIEEFF AN HZ &b d XS Ik Tz,
BIZE, PUEEROM & 09 PRI O 7% L 13 B H
357 /L DNA OHD 1 ROZkic k- TiEET ST L
M %. T’z SNP (single nucleotide polymorphism: —i
2R LG, ALV OT )/ LOEWIGEE 2
twbins.

EROBBEZONE

BIEFEROFBHEICE WS DOMHD, 3, IALUR
ZENHD. THUE DNABSHFD 1 DDX T LAF KH



B 1B #5m

4 M
s ——— CCC| CGA| ACC| TCA | CAG GGT | CCT| GIG ——— BERFUI
S5
—{ Po | Arg | Thr [ Ser | GIn | Gly [ Pro | Val }——— BaRS Y)Y
( 5 )
A boazm —— ccc | CGA| ACC| TTA | CAG| GGT | CCT | GIG —— BEEBRICKIDSALVRER
h e ——{ pPo| Ag | Thr [ Leu| GIn | Gly [ Pro | val p——
. E )
—— ccc | cGA| Acc| TAA| CAG| GGT | CCT | GIG —— HEEBRICLDS VLV RER
FUEYRER con[acc Tan [ cas[car[ ccr | - -
— Po | Ag [ Thr [SI00 0 oo opgra
(. T R
v
SL—nyohms | — 1 CCC| CGA| ACC | a | CAG | GGT | CCT [ GT6 —— WERKILEDIL—LYT b
[/ /S /S S S
—| Pro ] Arg ] Thr | Thr | Arg | val | leu b——m
(. J

BILFERDER

BloEOIcEEZHbY, 73/ BERET S 3EEN DK
Z2aARYNET BT LT, BIZTHENTHZT I /O
LDOWRIOT I BICEDLZHETHS. KD, IE
WEWRREET I /MW EEINS T L TEIETOI—F
FHOEUNZED B 28, I ALV AERETIENS (F
1-1.

e, TURVAZEREZIRERMNREC S LT, B
BT/ BEI-RLTWea RGO R I #d
HH%THD. UKD, mRNA HEN RS NEIRRD
HEXEho7h, ZUNTEMERENTEREMMENS 2

OANLEICTIR DRI T ENTZD V> B C
%. FHOEETORPRETH U Y AZERN T - T HAIC
SCEINHRT .
DROEFOFAE U IR UTEHD 3 O Tk
XTI R OFARNED D, T OTRICHEEI Ron
TERTLAGDD, ThZzTL—LY 7 MNEREER, —
T, 3OMEHTR ST EROWA - RkZA VT L—
LAEREMR, ZDI1Fh, K0 RKEHEBROELETFORX
& W - @lE - BEREEZDNS.

<PHIRBAEE, EET>
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[COLUMN] Whole exome sequencing/Whole genome sequencing

7/ LOBREEIRELE LT1977 FEiTH > H—%
&G Llc. Y A—EIFBENE T 55EE % PCR THEE
T, ZOEEZFATOKEDT, RETLIZENK
EEMESTETHS. BITTIEN 1,000 EEREET—E
ICHRE T EDNTESD, 1 RIGICDE T DD DNAKTH L
HRER CERL. —7, 2005 FEICER LIaxits —o
IvH—E 2R —ov T o) &, REROY > H—
EEIEEGY, K20 DNA KA %5 100~300 1EEZE
DFEWES)THITL THA T (massive parallel
sequencing: KT —v IV Y). TOFEME
FICK Y REDERES 7T — 22 HNT 5T EHAIRES
TY, BENAY/ LD EREE o T,

Whole exome sequencing & Whole genome
sequencing

TR — v I YK BEEETEELT, T/
LeEuz@Rid s "€7 / L¥—27 T X (whole
genome sequencing: WGS)" &, 2\ ExZI—RY
ABIVYVEBEI 2RI S @IV —LY—UT
> X (whole exome sequencing: WES) " (B “TV Y —
L" LEEND) BHB. T/ LDSE, 2N
VEEI—FLTWVWBDIE 2%FEuTh Y, ZDEEIC
EMAYTIVECHEREREDREREGZZERD 85%H\TF
FEITHEVNDNTWS. ZDfes, TV YV VEEHEFL
ICERFREITD TV Y — LT, A>T IVELHEERED
BEREGZERERET DDICHERDLIWVGETHS.

................................................................................

RIROEFEFDORNER1ITRY. 18IS/ LLDNA %
BHEICTIS CT 200~600 SEBEDR T ITT V4 LA
(BERZE 6IRBEREGENDS) §5. MR{bENhi:
7/ LR O EEER%, 7272 —B57E E &N
I5. IVYV—LEISHEIE, IT7YV VEEOES %
EIRWICHE T 578, #RE: LI OB E A U
ODNA (NA hEMIEND) ENATVEAE—2 3>
TE BT ETEHNDEZITZMHT S (7 ./ LDE,
FvTFv—) IEEHNMDS. RIT, TNZTIhDT /L
MR D& 7 IV EEL I 518IC, ZD DNA #rh
HEB FTCHEEEE (llumina 40 GAllx/HiSeq % £ T
&, 70—t)LEMEN S S ADEEE T bridge PCR
ICKUE L DNA B ZBIRE BV SR 2 — &M EE
%), TNEXMAY -7 T —TEGEL TV, B
SNETIER (Bl fastq 5 &) &, BEELLZZBERE
TRy EVTER BT ET, WROBEESZEF L
< (E1, 2).

HAETNNNU 7> b (BERES & IER5 SIREES)
DHEHLS, FROEREGLZERZRET BIciE, T
T AHWNREBDEELELCHE N ZE R LRIV ET
H35. FIAE, BEREEEHNERLRT, FIEZE (denovo)
HDREATRE 2HFBDHE, BELHMRZRRICHETS
€5 b ARRHDENTHS. BELY Y —LTHEHE
N5 denovo DERIE 1 bUFHf 0~3EELDN

—_— ( —  HYUTLEE —  REAY—TUH—
I~ - (THU-LTlk
~ 5 LS EETS)
5 J 15 DNA MIEAL SN2 s
[l EN )
TAGGATTCGTTACGTTAT
Read 01  TAGGATTCGTTACGTTAT
Read02  GGCTAGTTCTGGAGCTTG
NveEYY Ji Read 03  ATTGGCTTAGGTCTTAGG
saaics) @) )

LIV —LIRHOFHN

7/ I\DNA ZWiR b LTe#g, Y 7IVERAEETL, RERY -7 T2 —CREMSETS. Hhinrk)—F (BEER7IE
] Z2REIICETIVNC RyEVY). BREGIERBSEGEDZ, N7 ELTA—ILEES.
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188 #am

3 T Y (B S
FI

I vy Ty Sy e S

T G A A
G R

L I

R — 7 TH—DY) — FORZHDE

) — REBBILTES Y —ILD—2 Integrative Genomics Viewer (IGV) TEEDERA—EIRLIc. ERICU— K, FERIcE
BBES| & ZNICHEE T 57 =/ BEAIDNRRENTWS. BREFICH L, BT Y TENfcU — FOEET, #iThIC
Ry TENk) - RAFETERRINTVS. flE LT, OTUD3 BIZFLEIChEN\TOESHO—EREBHRE (G>A) ZRL

fe. V77 LY RERBGDHBEDOEMRITIC, BREBEDERADNKRTINTWVS.

TW5. denovo DN T > DTN TIRRZRI T H
IFTIEGBWVDT, Znzno/NY 77> ML TEYIC
IS 2 ENDD. TOKE, I hA—ILEICEITS
INUT > b DSEEEFR (gnomAD, ExAC, EVS, 1000
Genome, HGVD) ®, mRMEZFATSY 7 b (SIFT,
PolyPhen-2, MutationTaster) = EDAWLSNTWNS.
SHEDRALBY

BEDEARTHBITIY —LEBFICKZZERRER
&, (BB 2EREERICEHKLZH) Bt 30~40%& L
DTV RREGHEERZRECELGVEREL
T, IUYVVEEUANOERRYIEFRIE TERZL, TY
VBB TH > THEF v T F v+ —ENEWVBEELH ST
ERENFEIFENS. TORUTELTIE, WGS KW f#
RTCEBHDDHD. T, B2HRKD—7TH—
I& short read &FEIEN, FEVESS)ZBRECHICHTTL
{THPADERCHY, BYRLEFD, BMEEEER
B, KOO G EDRTILE L. HE, 1 9FV—
JIVHY—EEMENDE I M~ T —HES
Lfc. THuE19F 0D DNA #3&EfH: L T kb 12E#ES

TEBHECHSD. TOHEICKY, E2#HA—7T
Y —TIEEFH R TH > i@ VIR LET®, REH&K
&R (chromothripsis) &EPEIENZRH#GT / LOMEE
HEESZRETHEMAFEINTVS. &, iU
NDFEREGZZHERZRECEHVERELT, BEL
FEEGHEALNEES> TWABEEHEND Y, BEDE
|, BRAREROFME, ERERAROBEIZRD TEE
TH5.

(D m= web 1 ¢

gnomAD: http://gnomad.broadinstitute.org/

ExAC: http://exac.broadinstitute.org/

EVS: http://evs.gs.washington.edu/EVS/

1000 Genome: http://www.internationalgenome.org/
HGVD: http://www.hgvd.genome.med.kyoto—u.ac.jp/
SIFT: http://sift.jevi.org/

PolyPhen—2: http://genetics.bwh.harvard.edu/pph2/
MutationTaster: http://www.mutationtaster.org/

=EH T
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