F1E L5/ LARTEOHEICET 2EMEAS

SM3E58 14 8

B5E
wAHS

BRERFE RSN FRINEIS

1027 ) \NFENSFOHEECEAIIEMEZEE S

20215H14H (&) 17:00-19:00. web

SHITERE b I BLREEE(CE D]

@
N
“F
1
oI
|n1|

1. fZiEDVF - B8
2. WHZUETIEIRRER - AT

E

TEBESFOET ) LEEROSTIEICDOWT

B AR A — PR

3. SROEHRS Eﬂ:?a BEbP9 R

.

HEZ

#1


YYQDF
スタンプ


ERZETHE(BNARE) DT /LRI

(ENADREBEFREICRITI=25 / LFGRIT)

NADRRIT, NEEREILMTREER I THD, BInRENASVEGHES L, BERRTLEISAVBERBRERTHDILLDI,
ZDYRINFRISEEBLIESEND, 7/ LERICE DAL FHDREBLERETHD, BIEMINA - INRSAERE, ) FERBFGE DK
BIEEESOM. ZNOSBRMOKRETRILT LLBRATELGVD EEREIREEONDESNL S 245/ LEHTIZELY . OB O R Fif{EF <K
%Eb‘lﬁli’@%fh‘ﬁb‘ﬁﬁ]@ﬁIJE{I:?(DI_JE‘V-’ BIEHESDERDSHMEICEET IELCFEHRRTHEELIC. DEGREMNEHLNIEE(AYA
HE) NAVDERREGFEDEREITOIODEBIIFREAFFZHERL ., FEHICRANDEGHESDERC, AR FHERREIEU DTS,

(ERELGDER]

RS, ERDAE (201956 A) EHFZ . SM2FEMILRBT IRYOEE - EREBEDOLE, 7/ LAERORRICE F-ERYBHELY—BHELTLD
10A23BDE1EYT / AERBERIZEWNT,. MABEBEDT / LBITOLENT, BRAADRREEFHREICAIT-27 / LBIREITIEN TSN, BAEIFHA
BEFARLREIOVDTEWS B REF6 RITRRBERELEA . EREESIS OV TIIRRZRTORICHAEN TS, BAANHT ST - AHERER
HIZERT S, HRERGED T —2EMBEBET H-OICF. &7/ LBRADETHD,

(ZEREH]

AR ABETFLEIHLT. EGEESEDET /LHBITE, MRZBEL T, £PM-RMICERT S LSEY . NADBRYRVERIZEH#LEFIH©E
BERGEEZVLEBE TR0, RICHAREHRAGHERICEBNBEREMHERMBT L 10BALT /LABREORREBDREZFICHLERTED,

CZEATES!

D2EDAADEEERDORE T BEENEONLIBEELTOMGE. RUQEEMNA BIRLUT) BEDEFHIB000EFEHRET S,
DIFEGEILA - INESAREREE. VO FERE ., REEXEAAZED . RLAGEGHEBDEE (RVLEDD) LU TOMEEORMENDO LT / L#EFE
19 QIFNAFNUIFIZREENTVRIR U T OEENABEORMEMOD LT/ LENZETI RGEDFHHED2DODIR— M, KREBARAAREAEHADS/
LETEREERIRF T O EQHICLY, AERFONGI LB -EDNT—HEREL. AAFRFISHIRELEYLGE AT IEFAEDNEHITHET S,

(HFsndzhR]
REOWAEGI DR O E LT RMOBEGHEESH DV EHTIATORE. EGMEESDOERCERDSHREERAT IR ECREORAFICERT

HEBBER-AHIBEIN, XD HETIIERTELC,N>I=RBEAZYIVIRS, TR, 7/ LAFRICESERL TR ARDEHIHEUIOEHMFTES,

’\ N ade jﬂ,.‘“ﬁ Ay o f mn-i )

, = ?ﬁ‘ o i
OP= S Y !('l‘! KJQ@“l ‘*A'A" 1 S — oA CORERS) T

SO EIEHE 3 KpERAARE  FERELo SRR | 2188 l

EENDOEEIA p EFEDLEEE E‘E?% 5 E#HD = —
@ BEREHEE ACCGGTAGCCAG - Fh- >
INDEEAVAL e GCGGTGGTGAGT ln’ﬁ >IN BEIEDERD) 2RD1.5%DH
R ADBESA —71/'U'— CCCACCCTT (450073 1E5%T)

FERNDIE

«— 127 > 1A~35 > 3g —>

AHIBE- AR REOHE F &7/ LT RS 1

$2




ELRADBE | [—ROD A1 & NERMESR] DURDD, KDERRRD

EEREZEMTINE, HAICRDIZKL Bl E R
_&E,E“'Ia GBS - iRE2RE2E ~5%
thRgsS
XY |
[—REDHA ] _ A
Common Disease-Common Variants{kzi?
o SNS(DEETOMS ]
o LIORZFNVEFHE - IRIEEXK,
Dk DEZE
e i o ‘ PRISYR I
RIRSEAEE G FFIE. L IR (BEEEL) ELT
) S5 BENARE s
he' % - BANOBEREEGFD. EHER/T>NLT

o FCRPIEEBYATELRTFELT
BRI R ER 4RSS |
"Modifier" /\/H
genes  Moderate risk \._.\ .
genes/ variants [EEEIELTDIT ADNE - =)

Polygenic
risk score

Effect size (VAJLL., iZ3FEZR)
#3



EntiEE DNATORI—)L) OERES

EICEMNRIBIED. 2&5n (EVD) CifFReln (8) Z[ISICERIB L.
ZNZNICEBRRTZED

IBSEDELMEREICRET D

@ | sEenes ®
@) EGBHIRIBLE
CLBDEBTREEZIL
CEEBIEDBRDES
©  [xumoEREEFZORRHR ZROSEIH
(& NEEFRBIRITESE) o
© ©
@ oSt DERS

e SixBHE

EZfta : BBt X« FRFERK.

NHFT—IN—-XEHRE

H4



BRI EE AR S RIEA

1027 ) \NFENSFOHEECEAIIEMEZEE S

20215H14H (&) 17:00-19:00. web

SHITTERE My THY L BGRERE(CE DY
EIREEBEEOES ) LETOTEICOWVT

1. fEJiF -8B
2. TH3SETIRIBIE - IR,
3. SOFHime

#5



b Ze iy

TR 20 DA E R B

Zhtsg R EEEMEES DA TO N -V OEREFENT —SICE I & LIER CTREEIN B E A TEHBIR E DML

AMED

2
: B
v

g

(Oﬁﬁ%Faﬁﬁﬁi%‘ EiNABEL SHIEE
MIeS/LETEZECEEHEE LR X FRRREELBARANRESFHEEBEORK Y FEGFHREEEEDEKE ]

OMERHFESEE EIAAMEL BF it
(B BELNADEY /LR

\_

OMERFESEE BFALAARRE BF K—
(6) [ BIEHER -BEELNADT /L-bFVRY) Th—LIEREH L,

~N

ZDI=HDTSYITA—LIEE )

J

e
FRITT -4

(E)T?%F#J%ﬁ\?ﬂ%\
WMARRINALE
B RS
@) TBRAVVFE
IZBEDEREK T F
BIZFHRERER

\ DERFE | )

e
FRITT -4

4 MREARSEE )
EiERERMREE
BK FEF
(B)TBARANEEMEE
A A-TRRNADER
DFIEEFEN

Qﬁﬁ%-ﬁ;‘é@%ijj

e
FRITT -4

/rﬁ%ﬁ%ﬁ@%‘\
EIEKX BH FE
(A)TEXRNEEMED

FAEENAD
BRER 7 FEIRFR
BrURERRBZH

Qﬁﬁ%ﬁ%d)%?ﬁjj

YN
74 R R4

(Eﬁ%ﬁﬁ%ﬁ#ﬂ%\
DAMEER
NATLI DIy
EREME L E2—
7 H—
(7T EEHEELNAD

\ 27/ L )

I
74 R R4

(" gxmsons
B IR T
BREMAE S~
L H—

(8) A {EIEIEE-
EENADBIHD

\ 27/ LR J

BFOE
pAYAR LI
TTEE
RDREE
= (P
=N
BEAFTAATR
(=W
fz5318

W3iERE

#6



WGST -5 & EH U ERHREDRR « BENS L FRRODEEIRE ()

1
2
3.
4

TEBIEER (1>JA—-LRITIN) | 1EEROEIFOMRTT - BEFDIC
LEEDICOMESR | NHDBE IR, EXEFROFAE

BE RIS ERUNEE -T2 -3 RERE DELH

S—=IIVAT—HINE

— J=9IVR (JAb-#ER-mBEEZZRBUVINEINER)  EH5Hl=

— BRI\ TS5 > DFEER

— AR\ AT 54> TOT M (EEI-ILFET)  —Hl=A

EALHAER Virtual PanelD7 /7—>3>-F1L—23> (BEZFHEKRDT) AHIEE

—-  (BR) MET - IRN-RzRVBEMtEne7 )5—23>
- BIMEEZmEER IFAN - MNRIUCLDFIL -3

v B BH O - FEFMEE(CLSEERHRE ((AHIEEE)

v KEClinGen. REGeCIPEDERMEEERI I —TLOEREEE (%fF)
FEE3. ~5. OF 4521702 (TAHDRELRM)  —H= (U5URED)
&6, ZERULERI OFE - £l - R RFABFICE IR
— HHREEMIET N 2 FVWCERDIEEERFTRL

#7



F7T J LABTOXNREIS D123,2472 DN

0

BETE

BEME | 200 | . | ere  |BEM | mEE LS or  |JEEME | TOERRHE gy | TR

B GEY xaghy |ukos (20Tl |20, (ZEE S Tm. (ke Fraumeni IORT s | R vl | g0

a6) * K->z |xEmE = SENA Bk EEEE | iR | B | DEE
fiE = E5E)

2=
2,004% 159 28 11 314 18 1,134 79 40 76 21 10 72 42
. o o o | | o | TEE | FUEE | me “
AYAB'A |ZLh'A | KBBHA | BhA | RS BOA | mmrs |BEB | LT s S RZEhA Z DAt
1,243% 214 197 155 117 107 113 78 67 63 64 59 9

IIRIEFD A B2, 4%
Li-FraumenifiE{&a, 2%
iBER=FHIARkE, 4%

BT SN A
57%
BEERSBIEREIREE, 1%
FRAEIRMENEE - FEET T
IE{LEE, 0%

BETERVRIRIEES
EEHER, 4%

Toft (&DHPRIRE
HIERE) ,2%

iEEXBRUR >R
8%

ZOMORUR— R

\ FENREE, 1%
HOF SRR

0%

FEEIEB A
1%

FERMEEBOMFRE (L. —EPORATEIARELE
DIZHDIFMEXTERE, DEEDITFOHOMIGE
ZRE . BEARBIAEROERFBIAET C(3REY/ (Y
7 M EETETCVWRVG X THd,

PO TEREHETEI RV CEEXDERINZAE

OMTREFEFCERINTVBADEIS(E. AYA
HA1,243 AD551,034 N (83%) THolz.

O—7. BIHEREZCOVTE. ELhA - KiEH A -
B A - HEREEFHRERE - RUN—2 2075 H 980 %%
h&HBIE. BEN—ESESNTHSERIOOVNTR
SIENBIHFHZNIENS, ZEREF TR BAYN
AN-DEFEISERIEI DL, ERTEDRED

70% L EDOHBHEFESNTVDEETESND, o




EWMIARIDES ) ©Y—D TV AT~ DF— BT A TS+ Y DI

® DS REAYTUIROWF CTEITARE,

o BICHWEEEDRBICDNTIE. BHEOYD K

GPUNR—Z®

D 1 P CORNTERET, FO5S5 L4 BWA + GATK
- BEODOVI D FO T POFELEHRENICHAITD ‘
_ &A%Y, BAM (CRAM)

® Do) ETOFHEIR ~FDO&E]L,
HaplotypeCaller

- BEY2-ILCEICRERIREBYYVDANRY D Manta
DERZ1TD, GRIDDS

etc.
- 2wy b A ZDOFIA,



https://github.com/ncc-ccat-gap/GCATWorkflowCloud
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