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WM, R — S —LBHRESNADNAESRER MO FE(Z4FL, FEA
) LEFIREDIARANM OVENEATWS. RERERERIZFRDOH AN DI,
) LDHBTHERIINGEZO—RT B “Exome” [ZHIZFENLHNTULNA. Ak
5, Exomeld T/ LD1-2%ENSNE|ETHYLEN SR EBRRNFET HAIEEH
MRE COBEEICEELTIRERRZEEZE T A, ER-BfioXAMNE@EIZS L
THEHTHLINOTHS.

AUTIVEGEREICTH T AEXomefB T AKX, B2 EAREMKETHDLD
)— LRV ERE DO BRA DR REGFHNEXomeT—2DAHEAWNTRITE
TEBIEMNRENT-CETEISNT=(Ng et al. 2009). T FHELTIE 42D E
EHExomel P W CEGEFHEAMATHEMICHEE T HAEEXSLDEEEEXOMeELD
HTF—AR—RZFHAWNWTHEELID MY PTNED TH-T-. IRTE, Exomefig4TIZ
FUI00LL ED AV TILEGHEREDERZEENFRIZEIESNTLS.

2. BEY

_NFETOHDEXoMefZTIE, AEEZE LT /AE—DIFEAEEBHBLAY
TIVE BRI —UIZRIERENELER RS-, SRIEIENIFTEATIVIER
INA—UMNBARATIELELVEE (SLIZIXEESER) (29 HExomeT—2DF|BE
BERRELEGD. FIT, AMETIEAVTILEGEEDEXOoMefiT X, s
BESLVI/AE—DEFEET TERIZEZIMN ? LEUVSBICHRLT, EcHESR
MENENCEREDEHRISIHE—DEREIZELD) ELOFHEDT, IEHEEEM"ELND
BRIl DBWNIERS. GH, AR IXHEFIEFABIREOXFERHAETHS.

3. FiLEGR

UTDOEIE, ExomefZfTDEXBETHS (1L DTz /AE—ZFHRLTLD) 1%
BEEHL, ST ILVPDOEEDHENKESBEHL-O>TLWSENFEINS.
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A reference sequence

Aftected individuals

Filtermg for a dominant disease: At least
X=1 affected individuals have 44 or R4 and
no (at most ¥=0) control have 44 or R4

Filtering for a recessive disease: At least
X=1 affected individuals have 44 and no
(at most Y=0) control have 44
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1. Exome 2B T5T740IL31) 05 DIEKE

3.1 SNVDIREARILS L

HOEEYDELCHI BRI, AT IVEGCETER LT HERBIEDEYTHS.
45 ZE E T Wright-Fisher model (&, TEEF Y4 X —7E, BARZERNLEZWVIEWSET
ILTHY, ELMITECHZ % MEE KGRAT S —XEZ 0. COETILOTT
(X, n{EDExomeY>TILHTi ADEREER E(n-i) ADHEEEFHFDSNV
(single nucleotide variant) M #XM. (Site frequency spectrum) D EAFFE(,

v,
E[Ml] — 71

1<i<n-—1,

(1)

£75% (Fu1995). CCTO=4Xx ERERRB X EMY (A THD. 4H, COKIE, &
A XDEEMNE oD, RIEHEDIFADDNAY A TEAERHSELTL
HMRANLRICHEEICAL LGNS

Exomef##T Tld, DNAY A A EER N EREERNMNIEE LR, VI7L
> AB2%I (eg., hgl9) EDLLEXIZ K- T, RIL THMNILR (Reference Allele ) B, 27
#LIEA (Alternative allele) EMEWSR73ET 5. £ZT, n EDExome> 7 )Lk
Thn, BDARIE(n-n,) BDREZFFDSNV (single nucleotide variant) D%, D
HIfFEZ RO DL,

, 0 0 np+1 0
E[M,,]= + =
A  n+1 n—nypn+l1l n—ny
0
— ) 1SnASn. (2)
ny

E75 S BAREREWNCEIS, TNIFARZRZARETERLEALGLTL)ZFEISETHELN
5. HlZIE, EFDO IEANERTEHETDOEEILH DA, 13000 2ETHS (AAD2
DMExome DfE THIL3000E D £ SHDNAY AL B D). 2)DKM5, 40D
Exome (n=4)ZZ&Zn (X, 1@, 2{@, 3{EDA B 71)ILZF D H A MMIFEHAS1Z13000
{&, 65001&, 4333{E &3k &HDHZEMNTED.
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32D BEEGEFEBAZRFOSNVOH
RIZN AHAFEMIFBHEICDNTE RS, B FEHAA RA, AATH AHE AR N,

Naps Naa A(EEINA) THADNAY A FDEK(Nor,Nganan) DEAFEIL,
ElK (ngr, Nrasnaa)]
= E[M,TlA] X PTOb(nRR, nRA,nAAlnA)
— 6 X 2"RAN! nrlng! . (3)

Ny nrr'Mra'nga! (2N)!

E1D. BIAIE, N=2 (4DMDExome) D &E, K(1,1,0), K(0,2,0), K(1,0,1), K(0,1,1),
K(0,0,2) DEAFEIXZENE NG, 0/3, 0/6, 6/3, 0/4&73Y), 6=13000755 (X, 13000,
4333, 2167, 4333, 3250{@ &7 5.

3.3 N, DEEBEEEN O FO—/LERK

BHEREFTEZS. X1DOA T, 28 DEEBEERTOLELELLIAHAA RA, OV
FO—)L14 TIIAARAZHFT-IZLNDNAY A L TWNS. CDO KOG T0ILA1)
D CHRASNVOEFRIIQ) LEHGHE RN O E TS ENTES.

X212 3EMiFEEXomeZF AN - B MR EBIZE (T HIEHESNVE D HAFEZ LD
MDEHTHEL. EEMBEIKN,) EarbO—)LEERN,) A3 L DEF((b)D X)T
X, FRERBELT/IE—H20 NWIFEET HEETHIRHBEERL, 2FIT/NS
LMEIZ7ED, DFRYEXoMefETIEBITHAHEMN M S (N=50T0.2{# ).
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- Na=N/2, Ne=N/2
AA/RA: 100%(a), 0%(c)
o
0 AA/RA: 100% S - © Na=N-1, Ne=1
© AA/RA: 100% (a), 0%(c)

AA/RA: >=90% & Na=N-1, Nc=1

A AA/RA: >=80%(a), 0%(c)
A AA/RA: >=80%

| Na=N-3, Nc=3
AA/RA: >=80%(a), 0%(c)

% Na=N/2, Ne=N/2
AA/RA: >=80%(a), <=20%(c)
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3. M#ZFET —FZRAVEEMHERICEITHIRMESNVEL
(MFEEFEDETILEL T sibs* THBHZEZIRTE)

4. ERED IS A HI

HAERBIZBVT, BEDEMHEERICIHEEICEELTULAIEARDEX0mMe (%
AFFHTHT=. COExome [T LT, AMEAKRD I O—)LE{KRDExomeZ
L= 2000 FTNIEE DS DIEFHSNVE TRN S HV?
= FT, BEZHA TULS3EADEXoMeH 560=35333 LHEFELT-. (CHITEFDIME
55THS. EFMIZHRENNSNWELILELONTINS.) D0 DIELE LR DERS
FOWTUTOELSIZHELT-.
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