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=
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A7) WolA o (variant calling)E 44T 73] HE Aoz, ulolo]2(bias, H3FA) §lo] ¥Z37} =

ofo} @t}

ey AR S A WolAe] HEle o] ARt W (Bayesian model)S ZIRFS R EE  GATK,
STRELKA, EBcall, MuTect @ SomaticSniper”} i, &2 o= 2 g ®d (Fisher's Exact Test and
string graphs) 2l 7iwko® JRdbE jointSNVMix, VarScan @ Fermi So] v, =3k, =2 2@ EA 79k
& (Prior knowledge and statistical models)<S 7]¥te 2 Ji2twl GNUmap, GATK, SOAPsnp, SAMTools, =
SNVer 5°]

T 919 371K B mde md AAe] o]l A(bias)7h EaEe] Soizh 9l7] wEe] BFH ANE

E=E3

in}

£ (GATK, STRELKA, EBcall, MuTect % SomaticSniper)& 3%
of Mg 7iwte gz L Wol= oFE AT AlfFEolE

a8 54 oF 2@ azrdriul du8]E (jointSNVWMix, VarScan FRermi)E2 49, dutsAodE A
TEE A 5 Wolxrt dulyt Molgt=xE AL gvh. elv, AA Wol= olggt AfAS AL
A %ar, BEARAA, 5449, 54 34 adld o 5 9.

3, %2 2 EA ®d (Prior knowledge and statistical models)”]¥F = (GNUmap, GATK, SOAPsnp,
2 oAt AT} thE whalo] A2 7uk tetst BAE AL},

whebA, 2 drge wol ool A (bias)S wiAISE7] $18ke], ADISCANS #]-8-3tch.

371 ADISCAN®] 712 72 EE QIzte] f3xteE wiFA (ko] F312), ofwhe] FAANE 7HAI dar, ol&
27102 WEI A AES Yo W, U124 AR v dHFEAe] HEe] 50:50 FER AES ke
YA S e, HAERE N HFAAS v Eo] 50:500]H hetero ¥Wol2 A 9] (homozygote)dtil, 100:00]"H homo® # 9
(reference homoWt =¥ %)Y, 0:100°]% alternative homo® 2] (alternative homo®t )& sl W4
S ok},

agla o2 #|dFAo] glE ratio (50/50 = 1, 0/100 =& 100/0 = 0)2 FA|S
tangent ¥ % thFe b TR 1€ T F AH(E, tangent ¥7F HA

o

T AaL, olgd BE A=
= 3]
=

o]¢} &, ADISCAN?] 71 73L& &9 EF5= A10-1400717% 2L A110-1542529% < 7RA| 3+ v} QlTh.

ofell ¥ WL, 7] ADISCANS o]&sto], WolHolES a3l glo], va3 &2 7ed 54& F7F &4t

&, 2 a2 7] ADISCANS o]&35le], WolgoE Fagel o, tldfdA20](depth)ol wE Wo] Wzt
T Hee Huyg 2 HAAHEES 0 WH 1 992 xFsksta, WolHo(variant calling)7} E7Fsd 9
(Twilight Zone)2] HWHE 43N o™, o]E A4 927 E (constant parameters)3} SFFTHEA 1)

aelan i g2 7] ADISCANS ofgste], WolgolE gl glo], FFEd(NAL2878)& A4 staL, 7]
EEEEAS AGyNie R slo] VAEGS Faete] A& Avdve S gAsta, YU (false positive)
o] giAto] HE BE WolE RZEFEA(NAI2878)T Hlwdle] S /FE AZITHEA 2).

EE, B wEe 7] ADISCNG olgdtel, MolFE FAFl o], A FAAS Mol (variant
calling) 9l 4WES F441717] fietel, sE2ee) 7lwe] nAL FPAHES 3).

deom, B uwde axAZse Basd, 219 /&4 540 A48,

B2} A =8 (patient stratification)s @A Ao ALg 7}158ta, FASAANA FTF:37F B a5},

®ouge BERAAdels /W SEZe (haplotype) B71MDE ol Fdtel F14 Wolg Bal BAAZs
g Faet, ol 2o BAAFH 1Ed Qelt U0 A 53 5HTA 8, 9, 100] AAE v} AT}

osh ge BAATE YW, FAK % E R G904 HEZEY (gene haplotype) 71U FHAES]
GEFAGES 2RRARE, AURAA Aut Fiel i Aol B84l Fouh AF jAF A
A2l dlolg izl o e Agoln BgAe] we EAM A,
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, T AAA~A D (international consortium)”]¥Fo = 43X 3-8 GWAS (genomewide association study) WFA
ZIto 2 BAAFSE FRRE oA Akt afo] FHER | o)Fe T8 GWAS PFAVINE FRAIES
219 A S8 8 TE

a3y FE GWAS vFAE 8dhsl (sparse) & 7|Qlste], &, B2 wpAYF AR §HA F1b £ 2
EZ(intron)ol| #1X8te], @A 7|47 A4S £ A7= A A

o it L[N

A GWAS v+ GWAS catalog (https://www.ebi.ac.uk/gwas/, FHAYZHE7|, EBDIA =E T8
AR, DBE 3 WA AT WS Agete] Altste AWARY ATE TARLARY AFEola, A
oA To F8% Akl =

oirt, 505k 7 "ozt 309 TN 971E diwsiok 0}7] ol Ho] g Ao AV|(FL ®lo)E FAoRE ¥ H
o] 6,000 base pair® 12,000 bpoll 179 7|7} Ad+= W2lo=w 5

o] HA] tiF-to] Hl-7]sA ®Weoll o] A F ot}

ojs} e ZAE alAs] faA, & t'a““é% 3t =3P (LD, linkage disequilibrium)7|WFo @ §H2} the]
o 3 AFEE s 71E(5 o] AEdr

ek, B oAy g oA Suae neshy] 9ls) wtoleolE 1 A4S Bal AuAS sushs 71

|

Qo] A gHr.

drgell AgH = SHFAA A" V]EA AL d@vls 5538 A10-1460520% 5 th Rl
21 A110-2015-0187554 %l 7AA1 € v} 9L

gy JiAE vkl T BRAA Ala'e pc—cluster( A F =E5)E 100 - 1,000t1E dAdste] Algs=
FHAFY FANA, B CPU 7Hte = FAlo th=9] QI FrAvlelelE Alklsta F3jtastojoF g}, o]}
2o AN, A MEOZ pe-cluster® FAL 0}7] ek, xFshE AFRAA BAS Fds] ¢
gk A4 dlolE Y 28 Fx7F Qs

2 Ao olo e gFstd B4 doly 8 FRE AFsy] 93, 309709 AFFHAAE 74E MeY
A= (chunks)Z #38+slo] =T (node: multiple CPU)E HAsH w2y Z7|E GIHEA 6).
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e xFsE SR 71)S AT
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Sl A A ksl ge W owne] ol Al FAA W M REI B FYPFL o gHW, REo g
GEe| 837 AL, §AA Wl He (variant calling)ol tlg ARF Faho] FpwalAm, =
o Ash olrbdvlel FEORNE B85 FEow FA4E S glom, FEHAMB Asde WAED @

ol AFEH} A &R ek,
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[0071]

[0072]
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[0081]
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T 20 =AE e} g, B oulgo] £ 12 ADISCANS o] &-38le], WolA oS Faiglel glo], fHRFARLo]
(depth)dll w2 ®Wo] W% Mo Huyd 2 HHHES 0 WA 1 @2 1F3star, Holgdo(variant
calling)7} 7153 99 (Twilight Zone)ol WHE Ao, o5 A4 wen ]Ei(constant parameters)

3 @ sloln,

7

HN

JA85S $13F score functionS A-&3kiL, 7] score function 37FA 4 FevlE(a, b, ¥ ¢) 7t
¥ tangent ¥E ol&dte] FHAe] W 1134(Variant calling) & #-&sts, A5 FevE(a)= dHEF
Fzlol(depth)ell we o] RIZt=, A4 sehrlE(b) = dae] Ay 2 AAES 0 - 1d9=2 A8,

%
A4y
F= g2tu B ()= WHolA o (variant calling)7} 7153 999 (Twilight Zone)d MY E A3},

ox L X _Il}l

IN

, B ko] o]3 ADISCANS 93} score functione
Score function S(i)= tan(D-0.5)X a - log b (max(b,min(depth)))+c | ¢ls] A==},

%] Score function 4AFE219] onl=, iyl AtZ o] Hl&(ratio)(=D), WHFHA Zlo] Fo A WA dHFH

XHreference depth) Zo] & F WA hHFHA Zo](alternative depth) z A2 A b5 =
S logd ¥ b(AF)L R st 213k, tan(tangent ) ke 71532 a(9) 28]ar, 094 19 scales ¢

?ﬂ' c(P)E FHA HolH ghs BT 4 v Holt).

ol¢} o], A4 a, b & ¢cE 4W BE WHolE homo, hetero 3 alternative homo® HIFA o] = AAHS

=1 =
IR0

o1& A3 deld Al B4 bW YHOR JPINEE FAS] B4 AWANAL, Y AehilE @)
= dgdAZ4 ol (depth)dll mE Wolvite, AAgunE(b)E A4 Hud 2 FHA 4% 0 - 1992 #A

}Oﬂoﬂ% A g (o) ol (variant calling)’} 73 99 (Twilight Zone)d WHE HZHIE

i},

olo] uwhegl E el B 1o wEW, HEAS % duEFe AMEAF L Ao dBgel fAE F U=

a7t e},

g, 2 U] B 2% V] Score function®] g TEMEE ZEEA(NAL2878)0 A Al&-3 HeolHE &

gato] AT SRkl WM Sy Aelu,

T 32 B iy 93 xFEAVINE f31A wolA dugls ZEH A stz REeld Uuk /REA MIS

ZEAIg s

T 30 Z=AlE upe} Zo], B wyel BEX 2% FRAe WolA 9 (variant calling)ol o], F7HH o2 iE

22 (NA12878) F} vl sle] Q /& A},

AFAA = A7) HE FgolA FRle] B2 vy E AdS 7IAA Hdx, wEEsE 4971270 o8 v

£ falAel EolAA el .

oluff, #HA2 AE(Reference genome)o] HHAE F7)1Z7Z+S BAM(binary alignment map)o]g} & , 737
BAMZ|HFo & WolA o (variant calling)S dHAl HW B5% $1FAl(false positive)2] thito] Ht),

mrEhA], o]e} fo] FEIA FHHE QAV24E VA= FHAE vE HEHES sta, BA st AZF A
o] WolAol(variant calling)E TS AWsA & 4= gt}

olul, A7 TEEEANAIZST8)L A AA AFAESo] b4 Wol ¢l&slm HlWEOT AFEEE SAAAR 2
A ARE Dol AR, " xEATYY NPz Ax"o] AHS(Justin et. al., Integrating human

sequence data sets provides a resource of benchmark SNP and indel genotype calls,Nature Biotechnology
32, 246251, 2014) nature biotech =%&olA AF% v} Agr}t.

A7, A7) FEEAL 3 ALY Agel(cell line) AAo] tiste] g3z oz2 AEst= Akl (cell lin
e)S VeI, U ZYFoR 3 Al EA3tE BE WolE HAFeY, FFHoE AN & Ja, T
sl AAES

7] NA128782 ThFeh At AlEA] ZHF U o) S AFEste] A Wolzl oF 3507 7S AAdo]l FHod
t}.
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[0084]

[0085]

[0086]

[0087]

[0088]

[0089]

[0090]

[0091]

[0092]

[0093]

[0094]

[0095]

[0096]

[0097]

[0098]

[0099]
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3, WHolE HEsE 55 A 8387 A ¢HAE BAM(binary alignment map)o]@}il ghc}. 183l o] 2|3k BAMS}
do] FolA™, ADISCAN WoliE &8 ARgstel HolE &S stedl, Wols AWy Hlastd &3 98 A
ek 5 gty

o7lA, E8A UoE olfe ol HAE B AA7F EY Aol ofyx, BANMYo] HE trEolx d 7]},
webaA] |, NA128789] A Wo] 350%H/H= BAMSY ] o 2] (Error) S HASE 807 AR 7153},

TAAGoZ 237] BANT L 9] o H A2 ol M AFTpgel] o3 -y ETt.

A2, A7) NA128789] Awt WolS &gslo], 7bd HFHQ A BAvjo]Zelel s ALgsle] AME 53
B b EEAQ HAARA solxelel 18 w7k 9laL, el og o] ¥4 oA olsl 2e 8w
Al s 3=

1) Trimming, 2) Mapping, 3) Sort BAMs, 4) Merge BAMs, 5) Remove Duplication, 6) Realign InDEL, 7)
Recalibrate Scores, 8) Variant Calling

ol gt wlo]EZls ARSI, EFEEA EBWAMEN) SAREste] A2 ®lolE HES 1% 71xdlo]E <l BAM
(Binary alignment map)< AAJ3ht}.

A2 Wo] AF B ADISCANS Al&3te] ®lolE AEstar, ®lol7t FAH o] IR AEHE fixtdels: &
ARl 74 S Akt

:10

T4 ge] U ol Udew FHAE AWsta, 10 o) o E fFiAte] tiste] YlEAS st =, ¥do
A7) %2 (read)o] 5 cation) A 02 AHY = reference AFAY F¥A o] UdE=A], & EA exon TE

li
intronol F&o] =x &elsir},

M2 FEAgo] waz §HATZE(exon, intron, utr ¥ intergenic)@ Aol wsle] sZ=EElo]F
(haplotyping)& 3+7] 918k 1000A% = = A E (haplotype 5008%)2 Al&3&lo] &}Z 2Elo] S 483},

el Sg el fAA W A R 24
14

i

ZAF L o] o] g3 A Yol H§H

e

= A: A10-2016-0096996 5.0 7RA1E v} QaL, o] tir] LQoF
, (M7 AEx2dE S (fastq) S (B)JATFETHAA(GRCH38) o A Hsta, Y
Ml (fastq) S ThA| —%%5}04, (C) 71744 th& sZ=ElY dlolElwlo]~ (IMGT/HLA: HLAR--AFe] 7 -9-4
FotA Az e F SIERENYS Xt tlolguo]x)d HHS dvh. 18l (D) dE5H SR 9
A (false DOSItIVG)E 11]740}”“1 BAE Aota, E)FTo=2 & Age opml/¢dnle] 7t SEREY 2ME
gete #AS Fa Y. aga (B) A (D) @AY AREZ A 2799 sEEEYe] YeH, 1
< FAHA A (genotype) & WHEO] WolE Wi HAS T3 T

o
on
2
=
2
t
>,
ut?
v}
=
©
m
°

.

o
O

to M

2 el gt eEEErolg2 INMGI/HLA ulelEjmo] 2~ thilell 100041522 A E (haplotype) ] 5008 <
ZEFY dlolEHo] & AFE-3ir),
, & dge]l B 32 AAAFRAL wolE ALtstE Wy 2 AEAEIS)H 03717\10554(read)°] =
Fo] HAEE o F (o3 )(variant calling error)E BASH= W, & Y iy E7 29 2
shEEER] WS AEAI A2 Ga&HQ Wo|t.

=

i

Y

2 digo)] A 85 SZ2Eo]H S 1,000Aw ZE2AEA AR 267 21 7]4 HaplotypeDB % tFE 3hg=
2 =ety DB7F EFHET), EE}EW, stEmEteld Aol o3| shEEEReIIS ki, WelH o (variant
calling) & g 4 QUr}. A7) shEZetolgd sk 7|2 7l opr] Ager|2 g,

ol #HHH~ fFHA|(reference genome)ol] FHE A7|EZH(read)E FE38F3l(fastq), FE3I F724S 9
ol A A3 1,000A1%2] SH=ZEFY DBl ol AEE (bwa—mem, 5)S T3t HH3H, EZElo| WHES A}
231o] 2709 EGAA(alleles)E AEt, = 30 ZAED F A allele A, B2 &4, ax2 Ax= 7
Hko 2 WolA Y (variant calling)S 3y3ic}.

olstelt BAAZe BHE B wye] 54 4 % 54 58 AYsr® @)

L= 5e B g o @x ASsE A A Vs slaEgs dS Aed Jd et

_10_



[0100]

[0101]

[0102]

[0103]

[0104]

[0105]

[0106]

[0107]

[0108]

[0109]

[0110]

[0111]

S550dl 10-2078200

ofel =Al® mps}h o], [AAFTE= JAFAATE o] | 2002 o, SNPH7INE A Ay Vo] &
8] o] wlar, 53], GNASZINE wp7] ' A Aol Sdglar, olofA eQTLad AN Al

ag]a ol9] Az GWAS_Catalog <F 40,0007 GWAS wFA 2 eQTLe] <F 600%H wlA7ZF a/0=EQaL, vl=;
NCBIGN A sl# A3k, o3, 2 dubdst 38 {f-44 WolntAE Clinvar (Clinical variant)£ 0= dlo]EH]
o]~3t2 Al&Hglar, @A oF 100,0007H¢] 3] A2 g vpAT S AL

0079 Mo dFuvf @ ZZE (PGM-ION) NGS7IRF A-&3l7t = Ald3 F7F SAEMA, A2 ¥

F-wo] 719k kg AT SN, FAGFAAALAIG D 1,000AE5Z2AE FollA] 7,
A, 26009 B FHAE TSIl o] 2RItE. 1Elar, AlEFhute] o7t Hl?#loﬂ

HE 309 97] * 6,8007] AARFAAE shte] diE WEY = (natrix) S 59

= 5o TAlE wke} o], AAFAA L SNPR Ulo]Ele] wpAZEe] AR E HlwI|RE, SNPH UloEle] 7t wlA =
AAGAA 2 12,0009 shb EAsTh, =, 12,000/2 = 500,0000A ~= 309 4717} @k, webs,  SNPH

A ZEe GASHHA O] 7S AHRE A
| " ARde 7

10
il
N
ofr iih)
o S
fr &
i

LD (Linkage disequilibrium)ol] &3s}od F 719 2A A7} A& A
7F4 eQTLwFA, BAV (bioactive variant) % Clinvar "}AES A2

it I‘EJ

Ao
sl Awrh desith. ®3,  Wolo AWARA (penetrance) FRE YAolAM ofF Fa3 AWE dds=
H=2ld], o]2fgk penetrance®] FH. %‘Oﬂfﬂ §l ABHAIRE $hE penetrance B HE Fi= G0l gk o] Ao
G A A @ vk, 1Eal ol2ld AR SAAFSe sFARe] S JQE AT b L JFS
2 Ao #Rg g Yo

o6 B odgo] o3 B34 DBolAM BAATEE 93 FE GNAS vk 24 2 Bio-mapo] Z8E AE
EAE oA Ee]al, & 14 B o] o3 A4 DB YA Aze], AwErg] 2 sZZErY DB
e EAG MdEeln, & 162 ¥ I od TFHA DBolA A 9 oERAAIN f18 ANs
53 AT E 2AF g Eelt),

% 6ol E=AIE Hpe} o], 2 ko] ofg s fFHA W I ghFefst A EFAE U olF o] &3 A W
Hel 54 4% AAEHY S /e FEuAE B8t AT E S

2 g SAATEE = 14 9 = 160 =AE Hkeh o], FHAES] Y tEfdAelA izt
A Apole] kMol (SNP: single nucleotide polymorphism) 2 3]F|%¥o] (rare variant)PIAE HE
H8S Aabste] 323 A1& 3} (patient stratification)E 3 3str},

ole} 2 AAF3 ] V& fde VT 55FY A10-2015-0187554%, #110-2015-0187556% 2 #10-
2015-01875599] 7|A1E whe} 7},

2y ol e B AFE WAHAA R GERAA @994 L2l (gene haplotype) 7]
9 2 EadAse] 2HEE st Wl ©F F4Y ADS AR FRol e Agele
Fou, FAHQ deolE st ofeld AgelE aggel "olA

FrAw
2g40]

ki i’\]oq(mternatlonal consortium)”7|¥te 2 &7 &8 GWAS(genome wide association study) ®}#]
718k S 5 TR ANA AretE G&o] FolxBR | o]zt F& GWAS whA7INE AT w9
A Z 37} Pr??lﬂr.

a3 FE GUAS rkAES Wolrt He g 383k (sparse) HEZ Ho] Y o] HE-Eol=R  ulAY}
B Awd gt )5 AEER B Fgke] Q).

weba], B e A B33 (LD, linkage disequilibrium)ol| W2 X4 RM2E o] 43t 7]1Z7H0.7)S 7]
(R"2>0.7) 2.2 H]7]53 WHolE 7|5Holet AAS A|A FE(GNAS S)vA7IHe] FAATGY $AA 531
3o},

4 A
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[0112]

[0113]
[0114]

[0115]

[0116]

[0117]

[0118]

[0119]

[0120]

[0121]

[0122]

[0123]

[0124]

[0125]

[0126]

[0127]

[0128]

[0129]

[0130]

S=50dl 10-2078200

where Dn\ax - mi‘n{P.‘le'PﬂpB} If D> 0
Dinax = min(ps pg, papp) if D <0

7|14, Pat A HWH locus © A ¥
o Az 2 pbE F HA locusel b

)
:10

ShH, & 7ol B v 238k GNAS WA Z|Hk BxAIS S A W o] dAER EAIE] Q).

olo mAlE wie} o], HE oA = FxAIZ B A] GHASFFA FH -2 major ¥ minor allele’} daL, o]
oA GWASPFA €} LD7F &/do] = LOF whA ¢ eQILrbA = 22 allele® o] 9lojof ghrt.

a3 GWASHFAE 7164 ARE A YA Fa, LDE ddo] HE uE 7548 ARE I Fdew
=

wtA] |, SR AIE3E A RS HoE 4= 9lal, Genetic variation® expression® A= GWASHFA, eQTL,
LOF, 2 @& (expression) = S2zte] 7hdkel AAEE HAE 5 ).

= 8ol B ol ofgk GWAS whA 7|H SxASE A7 EAIE ] .

% gell mAIE ukel Fol, GNASHFA (WHA)7E Mol =3, GWASHFA ] minor allele® 7FAIL oAl HA]o|
eQILvFA (7)) 7} minor alleledl 74-9-7F @go] S5, ooz GIASEA A minor alleleS 74
AL LOF vFA(ZFH)E 73 e AL

o
o
iE
_?1_,
T

e
7% % avh

(responder)”} 574 AWAZE-id Ego| =™

e

gl AYAZTE-1 ~ AMATI-NS dlsta, B-dW AT L&

EF, Yol AA Fes FRRE W ol vbeehe &4
23 54 @AASs vireke] dEgol vkar & 4= Qi

aga @AAEE v ok Vleddd dreke] EAdES 99 WAUSES tHske AdS & 5 v o

714, eQILrtA = WA= nRNA 29 28 & & dal, LOF (loss of function) GWASHFA 9] 7158 A

HHew A9 shA "

_IR

ol

A A4k vhel o], 38 GWAS WA 9 eQTL 2 FHAb¥ o] (gene variants)® R™2 >0.7% 28 LD7|yto =
|5 AHRE A4sA T, eQIL ® FHdAPH | (gene variants)7} 7|54 RE T4 23 4 ).

o] 12,000 bp & sHHH EANEHE GWAS mhA7E |- 8Hek (sparse) xR AAAE nlAo]7] W], o]
7sdT AEE X A F Q7] wolt),

ol#]gt EAHE d4dsly] s B IdHe uvlo]Q W (bmap, cmap % vmap, 53%= #|10-0880531%, A|10-

09964435, A110-1035959%., A10-1117603% % #110-14007175) | 4] A& nlo] o dlolE < EM(rvr), Hfol
LEs et AdE Wbnap), W We AA7171= W (emap) R wE-oFE-wo] HHA) 9

¢

N
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[0131]

[0132]

[0133]

[0134]

[0135]

[0136]

[0137]

[0138]

[0139]

[0140]

[0141]

[0142]
[0143]
[0144]

[0145]

[0146]

[0147]

[0148]

=N Auel FgwEe 54 4sh gol, %ES HYFS] FEFAADBA
BHAD)o] elske] eQILulASE Aol AoAa, eqllol jshe] wsl:

$, 5% 5% Zol, vhol % (bnap), Wx(cnap) 2
o L

Argetal, olgt &2 7leS RR 7es 7tew

17|14, rvr, bmap, cmap,% vmapel Wt NdS 53FF #110-0880531%5, #110-0996443%., #|10-1035959%.,

A110-1117603% 2 A]10-1400717%0] 7|4 5o} glor}, o2 zhas] Au)shd the 2ot
A AR rvr(records virtual rack) @< dlo]g S 9 3 AF Wy 2 G dojg Ide] FA
‘%}‘ﬁoi ol J}O‘ AMS 93k rat(record allocation tab le)vl]' 15 o] g3}, rvr& HAFE IS A ALE3)

3t uldS AAl(rat: record allocation table)dHH, batch *&]& H|Es|A] )& wvlo] b

AE, deAddad, textdH, @Od 3DPHR, WHo
5ol nlejetd Hholy AuE AT & %Tﬂr.

map(bio map) w3 %E WE doJg o] 7|dk vle]e HtAd B3 AR HA woz  fisiula
EF 52 A410-10359593. 9] 7A1E u} Q).

s
N
ol

1o m
ui
OO
_?L',
ol-N
l

T

=

o

=)

X

o

=

gy
o3
Y
fr
o

7] bmape AFEAZF LA sl F-A &S] 4 (annotation)S F8-(public) DBollA 39 %A (gene)ot
dE BE JRE s (Homology) 7IHbe. 2 1 E pyr 7|HEY] Qdl] S ALE3lo] wlolo = 7de] HAE
3t WHES @),

9 dolge AEl=:= Gene expression, Pathway, Disease, Nucleotide, Protein, Regulation,
Interaction, Metabolite, SNP & mRNA SNPChip data, Drug and ProteinChemical, % Interaction ¥¢ DBE<
FAoR FAAW ARE WE 4 u).

e
rlo

WHom oFE, o, 4EAE W MDA OFE WE WE 5 Yok,

Al IAZ cmap(cell map)< 4% A 7Fed ths W AHS &3 volevud 7sAdRFE AT A 2=g
ek ygow, eI EF5E A10-1117603%.0] HA1E o] 2t}
7] cmapi= Hlo] Lol AlE-3l= keyword =& IDE wpo| o] AZAS A7) HH A vlo] Wy} njo] o WS

93 7] map®] B3 o 3HAE TRE 5 Ak,

o,

FEA (F AR QueryE Queryst ASA(FAM) S FE RE AExE ondtal, AFAF query® A3}

golE o] ~(DB) = HIZEES X8t JES gujsta daztEs sty ofHAE do]al ofB

Z}o] =i, vhole YAAHE(Y - dAVIAE, o xAbAE 2 3]

3, oluxAk, 3)E XFI.

Z)ﬂfﬂ QE 7HAaL delgule]l~ DBE AME A#AE Q x DBE #EASHE, ALt Fsd FAHESE (dl,
ez mdEeth, wEtbd Q 2 AEAH oF Mz AAE 3 AE AE(ql.dbl, ... gN.dbl,

ql.de ...aN.dbN")olar o] A& W (Map)ole} <]},

EFW/ESHLS BMDF FAR2) oA ARSRE Baa e BAoR w3l Jhesitt. S, A¥dd F44
EE(Ed A% 715 B, AR Vs okl Ba, AW AR fdA BE 52 #4844, 93 A
H FAAE Hokw WEY B ddfe] HlaE Ml x M2o® HEFT



[0149]

[0150]

[0151]

[0152]

[0153]

[0154]

[0155]

[0156]

[0157]

[0158]

[0159]

[0160]

[0161]

[0162]

[0163]

[0164]

ol
o
2
-
T
—
o
S
S
|
—
~
folr
=2
=
>
et
2]
z
3
v

o 2
N
olr
=
=)
e
i,
2
v
o
)
2L
>
2
Lo
R=
uith
S
£

ol
i i
[
k
2
=
7
iR
S
>
S
19531
NS}
S
1-0{1
S
=
%
2
H
[
k
e
dg
=
T
S
g
)
—
o
Q
o
o
=
1-0{1
2
=
>,
i,
o
=
%0,
ui

S @AM e pe-cluster (% AWF =2)2 100 -1,0000) AZate] Agahs FolAFY BA)0lN, B
o PUAINROR Bl B Sl ARt FAAHelHE ZeAAn FHE HUAR, e ngoR pe-
_]

cluster® 74< sl8l¥, =E(node: multiple CPU)G Az &3S 1A= Ao vz sic},

Gk Aol nha s,

iy

oo E e A7 FHA Aol wet oF 64GBe] HWEEE Ak

i)

12

upeba, 2 g2 o2 et pe—cluster#H7g oA Q1ZF WA (309 971 base pair * NE)& TH& 817] 9
° 7] (¢F 50,000,000 7] base pair * N¥§ = 17} Ha)& st} 60071 =

a
(chunks) & W51l $Y93 L= 3= 7|4 (54 6)S A83lo], PC-cluster”|8t X9 88 S 7.

ol= 1709 A=l 10,0008 - 20,0009 S3d AMES tsAEd FFo= bEHH oF 10 - 20 BY #HE
27t astez ) ole} o] AY FH 4 ZE 9 AAldol dAA3] dEstr] wEolh.

shE, E 102 £ de] 9t fAdAdely EA4E 1% AAHEnH|(al-a6), ~EEA(b1-b3)TAd 2 wlEk-
FsDx9] +A4S A8 7d o)),

= 100 A uks} o], W wye] 54 72 fA Wadeld £42 A% FHAFE 849 A48, o
OE] 1/0 o] Wi TolmelolA Smsle]l % MEQAAE S HaE W WA 2eln A6 Fug) w
FEANG ANE @ W G FoodE vEdelFe WARN AxeX BH(), FHSEAFD P @
@ Aolth

o), FAARLNE FAUFHE TR, 544 o)

Wmel Pz meelu(bl), WHRAY 2% 08P /08 2EA(h2) 1)
Hojof g},

k]
e
z
[
i
ik
X
=
N/
ojrl
At
)
2
o
fr
=
S
oX,
ofr
o
=
N
o
o
P
k]
B
o
g
[am
WE,
[
i
ik
X
)
é
o

& WANE) AAANF BolFrh,

E 1la WA K 1% 2 3wl o) mlel-FsE nhalFsbx St 44, @4 % AdAel st Boha
A% e g,
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[0165]
[0166]
[0167]
[0168]
[0169]

[0170]

[0172]
[0173]
[0174]
[0175]
[0176]
[0177]
[0178]
[0179]

[0180]

[0182]

[0183]

[0184]

[0185]

[0186]

[0187]

[0188]

[0189]

[0190]

[0191]

S550dl 10-2078200

471, AT H2E 84L,

1. MAHA-FsDx Master Node : MDS(CPU L5520 4Core x2ea/64GB Memory/128GB Disk)

2. MAHA-FsDx Data Node : DS1~5 (CPU E5630 2.53GHz x1EA/24GB Memory/2TB x5ea)

3. MAHA-FsDx7}&% : Physical 50TB / usable 25TB (MAHA Replica 2 option (SFAA]))

4. Compute Node : CPU Xeon E5-2630 v2 2.60GHz / 64GB Memory / RAID 11TB

5. AMZ do]g : CHA-NS161103-0001_R1.fastq.gz CHA-NS161103-0001_R2.fastq.gz Genome TS(Target
Sequence) AZ (420MB x2ea) ©]iL;
H2AE e

1. AEPA H2E : Local Disk /awork012} /mahadollx] HdslA HAE

2. A HIZE 50 MAHA DS == F FE Aol I 7] dlolH o4 AE o
3. 3AIA HAE :Compute Node B 2Jobs O & HAE.

A. no caching : 30 / 40 / 60 jobs A%}

B. caching : 60 / 200 / 240 / 360 jobs AT}

C. no caching W& 1.4PB : 392 / 582 / 776 / 784 Jobs A (F7} )

4 AHEE §RA A stolmekel 2 A dolg

ool AAE kst o], B we] o3 53 7 % 8o] HA§H vhsh-Fshxrk mh-Fsel wlstel AAY, YA
3 AN TS ¢ 5 9

T 12a 9 £ 12bE Al uiste], MAHA-FsDx T4 & o] Hox A%< AZFs oo},

oluf, Auk Mujo| 5tf A, Z+ MW 2TB HDD 5712 MAHA-FsDxZ TAE I, Auk Mo 5o vz # <
(SDRAM chching) &7} FAstgem, dut & A 10018 T893, 2 A¥ 6TB HDD 24702 MAHA-FsDx
2 A

olg A3 ZAIZHE MAHA-FsDx7} gHA|Ad o] dA 3] Fd=AS 0T 5 .

T 138 B o] o3 E9{AA DB ZHE7EE OEAA dlolEHlol A0 FAS EAZ Adela, &
15E ¥ o o3t Z4zto] A4 e WEZHA

T 130 ZEA]E whe} go], B g o] B 9% JNAFAAWI wEe)st TRET T2 gy A2=Hd o
o AEA7F o] 7hed Feje AMaAAle]l ® dolE ¥ B Fgsle] EAS 3 4 e vEde] A
o] xF3tE dolE o] 2~ (mySQL % mongoDB) 7|k A-&2M8AE S ATt Aotk

oo B3RdA DBollA AlTEE tdet B W 38 BES AEe] ts AFAEC] Hadst A3 dolE
2 A 9 Aol FEE ). E35], SNV, INDEL 2 CNV¢] 7]%5AHH, E3] LOF (loss of function)Z

polyphen 2 SNPeffecterE AF&&te] AALS 3 Ayt A&o] =ar, GWASHFA, LDAAFAHR, eQIL, MAF,
phenotype, & T¥d FE& BAEY S AAst, fHAde] Wb #gxASE 2 SA40RA ANS

T 142 FERAA DBE 5,000 ZF fAA 309709 drIAES HAEe] (6 )W R drES
Fola 5,000 WEZ A Pz e JHRAR, AxwEy, 9 2 2] DBoll thik dlAjolt),

aga = 155 47 o, 24 A g@el B oago] B4 9o wEl ARyt A vhsd g
Ay A ko] = do]E] (SNV, INDEL, ¥ CNV)E FZ3l= AlZwo|t},

T3, & 16 E g o3k B4 DB FAA 2 gSHFAAN A ARS 53 3AAFEE
BoFEg,

2 oubgo] APe ol AuyE AA ool FAEA kam HFFHe ZIAE widl 9§ FoFm, 2 ukro
okl BAFY AAS 71 A7F AE Y Z1AE AgEy WelA gFdt wgs jzke & 4 doe A



[0193]

[0195]

[0196]

[0197]

[0198]

[0199]

[0200]

[0201]

[0202]

[0203]

[0204]

[0205]

[0206]

[0207]

[0208]

[0209]

[0210]

[0211]

[0212]

S550dl 10-2078200

& Avgsiet

ojstell M= & wgel TELE fF Ml & Aol g hes ds] Aeste] Ay

qievl=r S3E 9 A110-2015-01875545(53wd 8), Wigwl= S35 A10-2015-0187556 2.(53wd 9) A
@ 555 #110-2015-0187559 5 (53 %8 10)9] 7]% 82X

E5E3 8, 9 Z 100 9oz Aol g AlAvS BEXdoly AHFF(100), #HMAIF(200), Ay FEE
FE.(300), HaploScan DB(400), ADISCAN DB(500), IDA DB(600), Ae]€-4 DB(700) = #x @2 DB(800)E =

AA ARE PPt FE o7 DNA sequencing H|o|EHE =1},

[e]
o
T 7] AAAF(200)= Y= DNA sequencingC ZHE] 7} fAe] §AE, xd@F g 14, 3
o], Aol 2 AYBAHRO|E HESIe FELZ, olF s v HAAF(200)= HaploScanglzl
(210), ADISCAN &l1(220), TDA AMMZ(230) 2 A dHo] AN (240)S E&sto] FAHT).

v

A+7] HaploScan €1%1(210)& ”7] A delH (Y= ¥ DNA Sequencying)S &% HaploScan DB(400)l #-g%
Haplo MAP(414, 424)%} tjv]ste] §A8 S ddste JTs i),

o,

}7] HaploScan DB(400)¢] 2 2 A7] HaploScan <171(210)¢] A} wa& o]F tha] A3 AWsr|=
o},

T3 7] ADISCAN <lx1(220)-2 f=lsl EAdolgel £dd 2z 7)ol tisted ADISCAN DB(500) 3 ADISCAN
walo 2 fgijste], FAddiza v SARS AtEste 9Es Y,

w3 A7) IDA AAQAZI(230)& olm] U4y al il

¥ IDA DB(600)$} A Ho]EH S H|uslo] Aol S A&},

rt

2
o
2

aela A7) Aeagde] FANH (2400, BA dAR §A WolE PEeh: Aom, A wud-okE,
H =

olwl, 7] Az|ZAdwo] A (240) BAV DB(700) 2t EAdo]EE Blmste] A7) B4 dolg T A7) BAV
DB(700)ll #1745 whuld A gk opw]icibel] tlgsti: A7]EC] Wo] oRE FHEA ).

f‘&ﬁ%, 471 A A1 5-(200) = HaploScan ¢171(210) 3 ADISCAN <1x1(220)°] 93] i+
o (E717d) & AAAHES ARAD 7 7IA A o2 Golail dtetd 4 wE wlete S5
o)’d AEE ol&ste] AHe|LEE A

ada AR A7) AdYEES AN EEASTH(300) 5 F AFEA Al AlEH Tt

ojgtel M= 53513 8, 9 R 109 o7 Al wa A|agle] dlojEHo] s 2

il

A7) 2 3},
EFEE g, 9 2 109 o3 AWLEA wF A|~ES I HaploScan DB(400)¢} ADISCAN DB(500), IDA
DB(600), BAV DB(700) ~L2]il Reference DB(800)E X 3}a}o] A Et}h,

7] HaploScan DB(400)%& = 3o Z=Ald wmpe}l o], 24 thalel 7iel #44 HRZYE fAgS A
e xR A2 FHES AEs DBE, 4] HaploScan DB(400)E & 20 EA|E npe}l o], o
AH g o] E o] 2(410)9}, TFSAAAR dolEmo] 2(420) 8 Edsle] AR,

adlar 7] TR R dolHuo] A (410) = S Al e FAHES AT voly Holxam, Td
37 Haplo (414) 3 G4 shE2 LA AR(412)8 EFste] TAEH.

@, & 60 =AlE mbke o], V] G AF Haplo W (414) A zate] B Akl tisto], ol
xS A g EE FRER)Ee] AFE Ao, 74 fAAE E8F AA 2678 AT wbEAl
(haplotype) AlAt 2 54 29 W= 3 2} ME-QIF9 WS Aitste] et Aol

3k k. ol

ag3 ) HARAA SEE TN JRMUIDE 7] 2o wold

Gl [}
A7) GdFAR stER ZEA] AR(412)= WHolARE AR A dHolHY X i, $+5T Reperence
)61—

Z]

1A i
DB(800)°l AFd ABE XS FAshs AHAAE TAE = Aok, &, AV ddFAA E22 ZAA
AR (412)F 217F] 39,0007 F-ARFet 5 Aol AACIFA] ZF FHAtlA HE 2 gget Ayddd F4
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[0213]

[0214]

[0215]

[0216]

[0217]

[0218]

[0219]

[0220]

[0221]

[0222]

[0223]

[0224]

[0225]

[0226]

[0227]

[0228]

[0229]

[0230]

oluf, A7) BEHAA Haplo W (424) thE=tel] o8] EH3
2 AA dzwy #-E 9rld g "o By E
(phenotype)2] €191 WolZ 83k AlA 2678 21F<] ut
AF HIEE AAitste Aglgr Aolt.

g A7) OEFAA SR ZTHAA AR(422)E A7) 4] WHolo] i3 ARE AAE Ao|th. olu,
A7) OEHAA stEE ZoAA ARU22) 94 HoARE AH AT dHoHY £k Ja, F&T

Reperence DB(800)°] A &w AHAHE $XE FAst= AHEAARE FAE = gt}

)y o
i—",
=
)
o
(e}
=3
<
o
D
X
2
N,
Bl
ol
oft
i
lo
£
k
SE,
A
2
T
|

i

Q17ke] 39,0007 ek 5o AlAIRIFAA Y] A

HaploScan DB(400)¢] X&< 309 FrAAR= 39,000707F Ak, o]e] 2=7]wlel A
54 FAA(D) A Wol7t N W o] =Hdgd, A7) WolE Y&: 5,000 4] haplotype % genotype =4
& AMgete] IyskE & 4 A, o F 2|

olwf, 7zt ¥ 7 FHAFEES st o5 &S HAEBEW, 3 WHA P47x0 & 1 P o] AlAIRINA
47%5 Ak, AAILS] Fyra vlas|A 0 bit R (EYsta), F HA FH1F P51 AAIICN A 25%
E AA TS ofmsh, MAIQLY] Bt BlasA 1 bit EUE AL ongt).

L3, g7 HaploMap®= Y3 W] o&] &7/ 2 FEET),

N

ot
N
)
i,
ofk
=
N
)
e
o

=
o

=
o

o

S

[*p)

2}7] ADISCAN DB(500):= tz3 Ao 44 ARE AA3 B2, FAFoZ AASAAE 229 A=z
AE 3o o FAE FHA ARy &8d 5 vt

A, A7) ADISCAN DB(500)& tlzi o] A §H4A ARE AFsly, F T 43 #+<& FAs=
TE7lEe] weh sl AdE = A

ofw, 47 Q1FW TR 5 UEFY FRY FE A, 26/ ARF FRY FE dEd, o AFW &
ABAHE wedstel WMol FiA o2 WH/AEH] Fol)

2]an 27] IDA DB(600)= ofn] ezl Awat ol ¥ A
7F el e FAx) wol AHE B oj5 WMol ARE SIwHshs i ARIF AelHo] AdH.

of e, 54 dAbRe] ulIEe BT olulwtl YE @71Sel Welst oy wAd A5, AY B4
TElo] S g Akl distel A4S AW M7k old A sl kelxAl e,

=
o

] BAV DB(700)°ll= &2zl AWwolE ¥ gsle] dhulde] oFE A3t 91X, Promoter 91X 2 A3 S E] Q]
gxJo] oS5 WHolEo] AFE T},
!

237] BAV DB(700) = A2 #AA F312 ARE A3t dolE] wWo]~2, FHAe} &, ditE 2 54
3 A 2 A dEARsE A9, olu), 4] BAV DB(700) HEF, FalEe] srg FAE o
Aste] FEE = 3, dE 5o, FE2 FAE 6,000 o M FEAHR(GEAE DAY wl
oao] ZAE 12,000 o /4o AIE AR (AFEAE dwAs) upoly oo 4w =

o] o%kE fAbE Wol

g

DMET(drug metabolizing enzyme and transporter gene)ol U= 20001 7N FA=AF
o gt ARE &8 4 Ut}

@, A7) dFEs DBB00)E LA fAAle wolo] tld YuE Agsh B, TAAR Wik oy
ME AR deleuol st AAH} FHE & Ak,

of| & 5], PheWAS-GWAS(Genome wide association study) data % eMERGE (Electronic Medical Records and
Genomics) data”} @32 DBo| #-&= 4 r}.
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[0231]

[0232]

[0233]

[0234]

[0235]

[0236]

[0237]

[0238]

[0240]

[0241]

[0242]

[0243]

[0244]

[0245]

[0246]

[0248]

[0249]

[0250]

[0251]

[0252]

[0253]

A, EAEAE gort, 7] AAAN (2007 AP el AWA A5 AAE mEe7] 8 f
A4 5437 A nelsolokd A Rt BAH 29 ot AFEE QPAR IBE U Tl 74
]

=4 8, 9 € 109 93t I Y FHAAE o] & FHAR B WH2 WA, EAdolH dHFE
7 B4 gjabo] wi= A1 dlo]E](DNA Sequencing)S FAINFE Ao 2 RE A FETHSI00).

ofwl, 47 ¥4 dlolElZt DNA £2ER FAE Duy FUE AFE FE Qe of 4% B owwe = 159
4 % 2

LAJE vkel ol AT Dumy dwlolHell A AE/EE S RVR 3 FElE DNA sequencing & A4 a}o]
Sk i
o] %, & o] ok Ji WA FHAE o]&T FHAE A WHS A diided wet A b A4S
T3t
=, 593 8, 9 B 100 A% Al WG FHAE o83 FHFRE EAS 1D FHF #H(S200), 2) AW
o] Ah=(8300), 3) AWl AFE(S400) R AT @] AFE(S500)9] 47HA] A E Fdshs vE, olstel M=

Zyztol| diate] GAle] A n7|= F).

[ ]
A}7] HaploScan 17 (210) “+7] DNA Sequencying= HaploScan DB(400)ol #7¥ Haplo Frequency(412) 2
MAP(414)3} tH]ale] v+ §-4xF 2 F& o] tste] G0 &at= TF 2 old 3 ARZ A=),

TFAZH ez A7) HaploScan <1%21(210)& A7) DNA sequencying® i¥HA F&AAbo] tf }04 A7) GdgH Rt
Haplo Frequency(412)2] iHA A= AR} thu]sled(S211), &4 tharel /el fAe idA FHA7 &
A Haplo MAP(414)el] &7¥ D34 /7% o= F7dd 23 E=x 75 A R(S213, S215).

°o]%-, 7] HaploScan <1x1(210)& i=1 HH wpA@7px](eF i=39,000) whEsto] LA dolg o] WA =kl o
& FAES BEITH(S217, S219).
%3, A7) HaploScan <1%1(210)2 4}7] DNA sequencyings 77| tha#4 Haplo Frequency(422)<} tu]3}of

(S221), =z N‘é@éﬂ] e 24 o fFAAe g %WH Z3to] T}E-H A Haplo MAP(424)¢] B-F3 t}=
T2 23e] BR/F o= FHe 23 EX o5 IHerR (5223, $5225).

ool = 9A], 7] HaploScan M3 (210)2 thafFAAA K dolEf o] 2=(420)9] AFE ZE HIH vty
HkESle] A glo]E o] fAE8e H (8227, $229).

o]9} 7S HaploScaning #A-S £3] 4 i FdAd T3E dY FHA WHol 2 thE FHA WHolo
FAEE G F Ut

[8] ARl AE]

sl Aol F3] oldH 5 A Wolo o8 fdEE A7) WHolz, dwrdow FHAEI FHE Aot
2o Aoz, EA A7l i3 ¥o] fF T Aol HEF, ALY A JleAd 58 a5 qd
olg 98 ® W WA, = 149 ZAE BFe} o], ADISCAN ol (220)0] tlZzwt-S AH3Hrh(S310).

ojwj 7] diEwrelt, s ®lolo s IANS HdsA H dix JdoR, 54 ATS dAAY 54
J o)
AR

& A7) ADISCAN 17 (200) EA Z A2 d7]o tste] 2= DBY €719} ADISCAN Wl2lo 2 Wo|x|4
AEEtaL, ol9k e HAS AA FAA kel (n=1 FE n=2F 309)) $=33}F(S320, S330, S340).
oJ

714 el skl 7159l 3714dS AETTH(S350).



[0254]

[0256]

[0257]

[0258]

[0260]

[0261]

[0262]

[0263]

[0264]

[0266]

[0267]

[0268]

[0269]

[0270]

[0271]

[0272]

[0273]

[0274]

[0275]

[0276]

S550dl 10-2078200

S A7) 3ol &S 93 ADISCAN(allelic depth and imbalance scanning)o]@r HAFT o]AF FH A<
AolS = PIAES 2ATYEE VIHeRE, YHAFAR Lo FERIER ], NHFHAAA TS0, EFARE
ddigkzte], 71k iy f A zbe], EAA N HF ARz o] e g HGAREF 0] ol upet Bohd

wlel && DA A% (230)0] A Elo]EE IDA DB(600)S] WelA R el Hlwsled, s el 9
FEE dshA #rk(s410).
oj¢h 2 Wom, 7] IDA DBell xghdl B AWl diste] 7] wAdelEE AR} $(5420), frefnldh
Holvd AW ES AESHAl ®rH(S430).

A7) AEdAgo] &S AeEAddo] AR (240) 0] BAV DB(A e &4 Wo] DB)E 7 A31e](S510), ©iZ 9]
Agto] B3t oln|Abo] ARWE AEI}(S520).
Xéi

ojuj, 7] whuld At wA-okE  chuild-pNA 2 dwlE-gwiF o] AgLS xehetar, 4] ofu]ieit
o]Z, A7] A @AdWol AMAZ(240) A7 ofn At HHe] x3E 7)o} BAolHE tuste] 4

o]E] Ao Wol7} WAl @ ojmiAl oo AHP AE AR 5& HEITH(S530, S540).

S A AT A EEE A4 H(S600) .

*
o,
o
ox
N

N,
1z
2
2
dr
i
it
Ho
o
oft
low
X
E
o
iy
ok
R
o,
ME,
o
i)
ic]
oX,
R
o,
it
ol
oot
ol
2

>
>

(200 SAAR] BRIt ATH B9 o vEoz PRn A YA 2

=] )
(personal health records)o] Zgsith, 53], 374 Aok Ayt 2 V& Ry

= PIR 5 491 2.9l 3l
Arh(R wgelq 7] EgRE AMAYRLN ATes A27] AAxE D5E ATARE B8, o}
A, olga #7449 299 ARED 4483 A2 A& A ey

AW YA FAZ(I) HEAL, logistic regressionitd] WHS 83 oz, Wy x &= Asd vie) 2o

AEE Y, sFWe], Fywio]l @ AE|dddold wE AAEE glola, ¥4 B+ 47| PHRERE ZA

=& golth

%, A7l AU BAIEE Gene, Disease &2 Drug®l 43 (group or cluster of genotypes) vs. PHR
o

(BMI, AGE, SEX, &)¢] A#AdS AL 4 A Hr.

waba . e dAHAE (clinical condition: normal, disease, or phenotype)@t 39,0007 Aol A AALgk
Gene, Disease, Drugfd 3zt A#AAGE Abste] AAFdx719F A A0S ALbgict,

W9, SSEA 8, 9 R 100 % AN WF 2T BEE FA4 Wl PRENE XY volHE A

2 ZolE 9o}, JEHoZ o] FAR ] e 7pA

E2E SNPO] non-sym WHolES 7|&

(point) 2.2 7}X 3} & g = E 9

o
(o]

[e]
o
o AwERALY EE FAAE FAF0) et BFse] FHE %
oo BA W RAA FAAE EASA, hEE ol B Y FAA Wol Solge Solshl A4

ole} & watgl TF(Manhattan plot)E Wo] 2A~E A gotsh 4= J& Wk ofyg}, ®o] Frk &
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[0277]

[0278]

[0279]

[0281]

[0282]

[0283]

[0284]

[0285]

[0286]

[0287]

[0288]

[0289]

[0290]

[0291]

[0292]

[0293]

[0294]

[0295]

[0296]

A uksh 2o PHoR YAR 4] AvelEEr dueEE ATVE B AFEG

SR 110] % STReold Axy 2 e Azt A% FAAel U SEueelgel 489 FE 9
3, 54 o] S\pel viste] 48 5 itk

A7 B4 gdeledt §E& 5A /% 90l U FAR(EE FA4E 2D 99 ovjshe o,
MEAO R, QA7) WAAARA/ TS GRet Az WA FU FARHLA gene) P, FEUIA 7]
5 Bgehs FAADIET gene) 99, AGAE WA BAY FHARKIR gene) GG % Ao} S vy
FARHABO gene) 99 Fol B 5 ek

weka], EFEE 11 A A SA4A Y us stEZElo|g Wyt oluygl, HLA EFo]=, DMET E}¢]F, KIR E}o]
3 9 ABO E}el S 5A JHd e sEZEo|FE H8=E 4 ).

o]714, DMET (Drug Metabolizing Enzymes and Transporters) <¢FE9] E<=(absorption)®t =g
(disposition), FE=gof #o]dhi= @l d & (enzymes)t A AF(transporters) 52 X =

oS &, cytochrome p450 enzyme family (CYPs), uptake transporters, efflux transporters s©°] ©]oi
sta, 3 F(family) el o8 719 FHA7E Jor, o5 FHdA AES AR vlsuAxE o3
(polymorphism)& Zt=

o by

NRAZE DMET F-HAF M E Aoz <kEREs, H28, AW ol
9] 7)Fo] & 4 7] Wi HZ FE-Fd 3 (pharmacogenetics) ol A
a8 ar KIR (Killer-cell Immunoglobulin-like Receptors)< Natural killer (NK) celle]ut T cell 3} &
B A9Axe] g Y= dwdo)r),

KIRS & A ¥ FHol| 1= major histocompatibililty (MHC, FZFA3A]) class [ I s 2830 2 X
NK celld} T celld] A|EE Fole THE A,

=]

wEkA, KIRS] o]t 7o A, Arbaddst, o ol ek s} vbeAd &3 ddol v,

)

Ze)at A7) KIRS wl$- thF(polymorphic)dled f47k Aol Alutel Zol7k Am], Aetth 741 e
AR ol FFH7F vhz,

3 | ABO(blood type): ABO Ny FdAAE wx|= o FL3 A4S = FHAAR, ZAEZRF 9¢349)
A8 o dEA dAVIHezE= M9 Uy A (allele)(A, B, 0 types)= T2 + AT},

A, B, 0 Z4Z+e] tigfdA(allele)dl % AH-1E(subgroup)o] EA8lH =EA 2 dago|g} slrjate A
2% (subgroup)Ztell o] Erhset FA|7F A7]7]= 3o},

olgtol M=, Aol FAANS Fr3sly] f8l, HA Eolg& tua AAdR dysir]2 s},

T x2A XA E3A| Fok(The major histocompatibility complex regions)t B9 755 (human genome) %
oA 7hd H3Fe 99 F shbela A7kl WAAA = 7|5 (the regulation of the immune system)S <

Aar ek, 2 F <17kl wWE - &9 (the Human leukocyte antigens, HLAs) @& 6% 924 (chromosom
e)9] oF 3Mbp stretcholl &A|star MY (pathogen) S AL AASE 2658 WY WkS(adaptive immune
response)d & 93s+S gl

AF BHAAE FrlolaS & wf 715 A (donor) 9} 5 A (recipient) 7HY HLA FAA7F FAHE H9- AR
s(rejection)®] €S &9 F vk, wehaA] A& HLA Elo]F (typing)< w9 T8 A o]t}.
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[0297]

[0298]

[0299]

[0300]

[0301]

[0302]

[0303]

[0304]

[0305]

[0306]

[0307]

[0308]

[0309]

[0310]

[0311]

[0312]

[0314]
[0315]

[0316]

S550dl 10-2078200

T2 HLA frd#H(genes) ] & thd A (highly polymorphic), A¥E++¥(linkage disequilibrium) ¥ #3
A7 qLE A (sequence similarity) W&ol &3k HLA Elo]H & uf$- o] Ht},

I

2

RO

=1 d(exons) 2-4 of HLA-A gene in class I thall IMGT/HLA dlo]EjH]o] ~(database)ol] Hi1El ¥
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