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RERZR; QW RAEGERE; OX EMRIERE; @RI ENBURRHIRA T KB
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[EEEmMEEREE ]

BT RETRER AT LI

(1) RIBWRGM: ., CEEMA RN SEORIENA AL EAREE ARENHEL. &
KINA BB, FrHRREA TR, SLFMEFILE, BB IR, AL, WL,
FHICRERE . EXRRAELEPRSRH T EILBRIFAR S SR ARG, LR S
SRR BATE R ER A AR B A ST AT 5E

(2) srirB g femet, NEEx CMA el BRFREE, TR ERRAR
fEBRHE, AAHRUHRRBIERERE .

(3) FHERRE ., FUBRERRPREGIEES, FKESSPRAZHMYEE, FMRE
MENZRIEHABTHIR LT, EATTHEEERRTR BRI TENHROARRIERE.

(4) BHSEMMSHMEXE. [F—8Em TR A R R AR R T A R R g 77,
MBS AR . BETTAR, XHEAEEXEAM TR,

WILERE: R b, BERIE LRSI ABAEXTED, B LIRS 2o B A8 2 Rt 471
FHATEE, A RGOS S RHAGE T BRI

[ 1B 5225 )
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3. EMB ST 4 NMEEI, FEAEEE R,

J%% 1: Duchenne AUEFA R A—F X ESRRMERER (XR), —BHEAFNIENRET,
B A EARAER H I, KRR

Pl 2: —XRBEFHREAELT 14 1 BAEXREWR L, KB LILKKES— 18
FRBWS FHEEHET T 1 MREEFERILT, HRBRHINS.

Wl 3. A —NKE, SOCRRERIERE, BEERAEY, LFRAAMR, mEHRET,
I A1FH?

Wl 4. —4E4ER D BB (BT XD) ZHEE, HIGEER, e m—EE BT
2508, BECAFT B AERER D R HMERMILT, SESTR, IRITREE R, 1F
AT RS OFESE T, ARBRFLOTMAE 2R ORI AT EE?
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%% 1-2 Bayes ik fEilAF %14 69 B4R R A

[ LB/ )

1. ER B AR RS Al T k.

2. %48 Bayes WETEBL &P RIEAAN .
[ SCE/RTE )

BE %) ( genetic counselling ) &N A {Z2EFIG IR E A AR ME A, & HEIHAE
WX GREEREEAARHER ) M EERERET N EAEFN . BAXE . 2HMBE L
FrEm e, #T—RIM SRS, FRESREREZGRIERE 2EN T, BHEREY
FIPUR . BAEE AR AT BRI . BARTE . BEARNRE %, HEHOEWHEREREEMN
#ard, I HE BRI R RHTH , UERTRNCR B B , s e R LR A,
PSRRI AR, ARG RERRMAORE.

BRI R KR R A8 R A SR R A B, A RS OCR MR R B R 1 7] 68
P TETUI AL RSB B AR B, RIER RE T RREMNER, MEAZEREBERRZTH
SRR AEEL, MAUE R ERBEMBEMUS T, FRENEENEHR, SRR,
T H AR = A R R BN BERf B B9 MA . 1963 4E, Bayes 32 H —FRIABIFP AR F AR R
BIFRIS X — SN A Tt & e, AU RIR SR E AR ERER, % ET]
ZRERRTHEERER, MO HAEESE F8. MEER . RN RE, Bk, VA
Bayes & ¥ B EMERR HE S H R B PR AR 00 R RIS SR A R, IR b, EEBREEAPEE
N — B .

% FH| Bayes & BT BE 312 SR A R A JLAMBE:

(1) HiI#EZR ( prior probability ): HR ¥ T AE/R 4389 & FHHESA A FE A LA SEARSE BRI AU A ME R
PR MRS E T RENE (R ) B2, REEHHEMWTREYE (R ) 220,

(2) ZMFHE% (conditional probability ): TEFRFMEBB SR T B PG AIMER ., BIETE
AR BB RS, BT A2 R AR R MEAREER; TR BERERT, KREBI AR
BIAMRRIER,; RtEser T, HEECEL —EREEE TR,

(3) BB % (joint probability ): H:—Fp5kFAIFTHE T RTHER 5 SR BTt B R B 14
[ BLAAER , BIRTHER S R HER Z /AL,

(4) JEHE#E (posterior ): F—BIZEKM (F—REA) THEKASHERERUUABEAEGTH
BRA R, RIS HER A AR,

Bayes & HIFEBREE TN, FERAEICGEZ —SAU7 WEEBIRMABER T, BN
Bayes E 3, 737 LARTBER AR B A HER A HER, ST EMEMREME, W
TR MR AR R RSUUE B AEF LR . FIF Bayes EHATHE HABER, R
s RS ) OB TR, S HER SCRR .

[XRANBEE5HE]

1. FIENY Bayes ZHMEKRITERRF .

2. HEUEAETHE . TSR T E N Bayes BT FAR XU B AR B

3. B HIBIEHEEA M Bayes ¥, X FIRGIHITAHITITE, iRk =4 g
973 S AR K 0 RS o



F—8F BRAXBEPRODTSBIESE +5

(1) BR ik R R R AR 1
1) B RZS: AR TR T akattas, /]
HANBEN 70%, —(riFRIESY, WIGRREG LR, AEms— s

T 3 B VRS T H F R S KR AT QP 1-4 B 0

1

IR BEERBRENEANERITE, R TBURERET AL
B 14 —ANYL R RE R4
WREBERA 12, tERABRXEN 1/4, B 25%.

BT Bayes Witl, WHHHRLHRRAT (A0) TiRRRH — ORORR
BER, W3k 1-1 fos, SeitERmEsR, wrsEFEEDy Aa 35 aa FHERE N 12, BD 0.5, FITE LM
R, BHZRISNERN 70%, MAIRFEEN Aa TiAZ BREFRRN 1-70%, B10.3; kbR
aa HRAIEFHIBEERN 100%, BI 1 MRUCK H WECSHER /5104 0.15 1 0.5; FFBER 35124 0.23 #10.77,
HIt, ZaHRIE AR BN 023, Bkt FrBmXE, Bl 0.23X0.5X0.7=8.05%.
Xt X BIFFARIRGITE SR, Bayes B BRIGHE R R XK FHas & A AR R o

R1-1 ZXUARSTFERZIROME

Aa aa

HHEE 0.5 0.5

IR 1-0.7=0.3 1

BasE 0.5X0.3=0.15 05X1=0.5

JatEE 0.15/ (0.15+0.5) =0.23 0.5/ (0.15+0.5) =0.77
I 2) #ER B E: Huntington FEER (HD ) B—Fhi AR AD B155%,

/O wp T HERSRRERIHL, 40 BEEEEY T0%; 20 HEELER 10%.

! g 2 ST (H 1-5) s—A" HD KR, BHE Bayes B H I, KA
m KAt ERT .

1

T WHGREHETTE T, A TFRBEN 12, T, WA TFHEERER
St HIXES A 1/4, B 25%; W04 Bayes B8, RGHE T, AZ&ET (Aa) MM

X REFRHIER (£ 1-2), T, BREATFHRERET (FEEDY aa) BIRTHE

RKEN 12, B0S5, EERFRF I B 40 ZHEHEAKEKK. HD 45T (Aa) 7F 40 ZEHHISNE A 70%,
Hit, I,2&4TH 40 3RERUEZHERN 1-70%, Bl 30%; I, NEZRRETF, 40 ZKERE
ZAFAEEA 100/100, BP 1, ARUCK HBREHEZR53 58 3/20 #1 10/20; JEHER54 3/13 #1 10/13,

#12 |2 (Aa) H2E (aa) RETFHHE

Aa aa
B 0.5 0.5
F AR 1-70% =30% 1
BRAEWER 1/2X3/10 = 3/20 10/20
JEHRE 3/13 10/13

R, FTE RS TFMARRRHRHER(E 1-3), T, 248 FRRTHERE 1/2X3/13 =3/26,
I, REZE THIRTHERE 2326, HTAKRLE 20 FHAMERA 10%, ZHIELET, 20 #KRE
FRHIBERE 1-10%, BD 90%; &I, REXA T, 20 FKRERAMEN 100%, KUK HHIBA 1
F4r51k 270/2600 F1 2300/2600, f5HEZE 43R 270/2570 = 0.105 1 2300/2570 = 0.895,
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®1-3 BRI, ELFEHREFHHRE

Aa aa
GIIE S 3/26 23/26
SR 90/100 100/100
HRA R 270/2600 2300/2600
JAtEH 270/2570 = 0.105 2300/2570 = 0.895

Hit, R EF, I, BRAERRE, R Gt
Bh 1/4, BN 0.25; #7% Bayes B FEN{UH 0.105, HEHAER

! Dl_ 5 Bk, BP Bayes X FRHER A0 A S XU A HERR AT 5 o
. r (2) Y RBPEB LR R AL T BLLL S KB
VA B 3 S, iR Bayes & BEAEH Qe kBR B SR AN . SR

. CB]_ 0, &, MR HRRGHERERIGR. € ERERm RS,
e —4\9@%@%@%? ME 1-6 fin. M BN REEMEE itfhﬂ@l‘ﬁ]ﬂﬂﬁ?%%ﬁﬁ
T RIS A B, AR, HATRER, [MEAE =

ANET (Vy), B REREM R K anfa?

WIEERTCRTT A, JA Y, il ¥oAZEF0t, FRATTEESR. Sset& W, Fll,
BhZ A FRORER. ML AR0E (1) B, SOTHER L, A, ASCEE R A F A, TN
FRANEF WA FROMERE 23, T A, RU0sRmeae, T, M, h—9CER, T, 250RA FRMER
H9172, My AZETHHERN 12X 1/2 = 1/4, T, A, ATREA =FSACRL. BV, AL #MZA T (Aa )
L, L #oALES T (AA); T, haisF, WG AZAFaE L A+, L4i5F. ERMEEs
RIANATRE AR L, AHEENTEIE—R. RAS —FSEcE A nraeAE L. ik, RESHEHN
I, A FEE AN IEE TR T, YA THREE, SiREE A =R R R,

I, #0140 24 & F BRI ASE T Xy Ml S F YA, BI2/3X1/4 = 1/6 (R 14 ), L A,
BRai s FEHP—NRAAF, B—RAA TR 1-1/6 = 5/6, W1, AL ¥ AMETF,
HBANRAIEEFREOBERRE 3/4, MAENNREIEE FROBERN R 3/4X3/4 = 9/16, HBEIAZRF
R 5 SNRME R AR IE R T RIARMER 1 X1 = 1 SR 505 H AT TR A R AU HER,
BRI, A, ¥R 228 FRRHER 500 3/11, R 15 = MarmE & KSR 3/11 X 1/4 = 3/44,

F1-4 M Fll;HAREFHBE

M, A5 34 Aa I, AT 228 AA; —1H0 AA B—1H Aa
HHER 213X 1/4=1/6 1-1/6=5/6
KRR 3/4X3/4=9/16 1
BAMER 1/6X9/16 = 3/32 = 3/96 5/6X 1 =5/6=130/96
JEHER 3/11 10/11

(3) X BB Zm XS Al B M AR h—Fh XOGEB MR IERe, LLBEM &R
HE, BILWEFENEE, LA 17 —AP R AREFR AB, FIH Bayes EHITEIV, %
R &5 R Hn ]

R EAMEITR, T, MHE kW, BUX KR, BOREEARHRZE4, m
EMBUREFEE A Lk, B AW A, Wik, T,28WEnisn 12, I 2EwE
FIEEN 14, IV, B RS IIE 1/8,



F—8 BRALBEHERODNESRESRE o7
I OI——D ,

.ok b4 3o
m&|1£2$3&|44}?m6 7 g My

17 —AHEMARRF

W% Bayes EHHR, WERAMARE. EEHHE I, BEHENEEE (£ 1-5). ARiEHIHS
EEERAIL, M,E4R,, W, I, = RNLF, SR NEEER, E5EHAEFTHER
T, Hik, mERILEERE, WiEd =L FETORIBERE 12X 12X1/2=1/8, MR I, N
#H, WA AL TFEICRAEERE 1 (88), HENIMRTHER SRR, BIFHE B WEREHE
R, Rk 116 F18/16, KRB AR AWER 6, HEIB SR T, BB H&E
HIEHER, 5010 19 7189, HIkaRM, 1, @8 MRrng 12, MEREN 19; Mk, 1,8
R AR 12, THEE 819, [LEFRILFEE, s FrrTaetats/.,

15 BE175H,2 (XAX*) HAE (XAX) EHEEE

xXixe XA
A 172 12
HAFRER 1/8 8/8
A 116 8/16
Ja iR (1/16) + (9/16) =1/9 (8/16) + (9/16) =8/9

RIG, PR 2 ERR. BT 1L, 2EFENEHERN 19, Bl ®#EREN 1/9X
1/2=1/18, MIATLMETHIV, Kk & i XU A 1/18 X 1/2 = 1/36,

X EHGR AT E AR Bayes IEHTEIV, FARKEE, HEARKKZESR, HT Bayes
EHEER T2EER, IUHITENERFRRBE R T L AR EIE, U6 & 9 KUk 5E
RHERG . ATEE,

[ EEEmME5E a5 ]

1. Wi Bayes st fritfEifind, NAGHE HEME/RERE, ARG T X EARHSE
THEREFRER, HEAMTHEREES, ETREEMELTHERKR,

2. Bayes WiHEREHEE A HT . ORI EE FLBbiT =AU REBUR R ETE R,
O IEAMRAAERS A ER BRI AR AT BE . OMIEIN B R M 1HERE AD R .

[1ElS5BES ]

1. —Fh Gk BB AR ER N 60%, — AR RBILH, MELERBIGR, fit
A N5 38 B s Y XURS: ] 2 i3% Bayes P18

2. —fIETR AR RS, S RS, IBEAWANIERE F&, PbITREEFZER
fIRTREMEA K7

3. PO T E AR E AR R AR R TR A7
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K13 WAEE. REE. FARETAYESENE

@A = D)
EEBEE ., REE. ZBELENYEENEKTTE I ML
[XBRHEEHE]

1. BEENTE HEZEEBERT, 5AEENRSRZREEMMARRENNEZN, H
Hi R R IR R/ IR IBRIZEE, TR AEE% (heritability ), —RAE % (%) XER.
FERIE R R R, BERAEEEL 70%~80%, RHBERMAERES BHERMEKR LAEE
fER, FIRERMERBYN; TEBRERRIER T, BIERAICY 30%~40%, RATERE S B4
TRMEAWE, AEEREAEEEN, BERRMOERARRE . BEENITTERN—REHEMEE
EIR G B AEIXT L HsREH . B BB E B AT E 2N A Falconer A, AR ERIESLIEE
FERWARR SR EA KM,

2 2
X, -X —
h2=—b-,b= g r,Vsz Wr=i lzi
L ag ag ag arAr

|,
= —_— [ =—-
S 3
2
hl ﬂz ﬁz R e
2 2 )
S
R = Sl 25 %
iy + SeRat + i + sen + i
51 S; 83 Sx
1
R e
P + i + SR + ces + s
\/ st 8 s S
AP EMFSHE AR
b SE R 5 AR iR B R 13 R B
R PIES
> — R EER S BB HE S B R AhR 2
X SR EE S BT IE S R R R
ag — B A D) B TEHE S — B AR R D BT EZ AR
a, SEHFER S BT ES RIEE ER B E S BT A R AR
e — B R R
qr el FE R EIRE
- SEilF )R T R B
Vs bHWITE
S R BIFRAER
B B Rl B2 SRR ERERABIEE
S Spv Sgeores oS, YRR R R AL B AR R
X,» X, Ma,. a 0] i — B R IR R AN SEUEE 3R R KR HA Falconer #1583

SEFA AT KRR PR A EE R, ZRNEEREREN 0.1%, TERIEEN—%E
B 1777 A, E 35 NBIZIR, —H3ER 4746 N, A 16 NBIZIR, =%HERE 4220 A+, A 8



B8 BRAXRBERMPROIDNTSEEZE +9e

NEIZR, ERE LRBAE, BT A ARMBERIEG BIRMIRANRIEE , FHHEFIEAK 1-6 N,
R1-6 EXEMXTRINBEELH

4, N q(%) X A B Vs 5,2(%) H(%) T P

— A
—RER
ZHRFER
=%¥ER
IAEIE

2. ZEENMESERENITE  ZAE (heterozygosity ) ERHAER—IEH RN HifE R T2
BI—ANIBE, BIFERPREhsRE e SR 2 A MR LR, BRI ITA 246 FAERHA BT & A0SR
FIRo WA SENEE BA RS R A R IR L TF, WRHARIZ S BRI,
PR R R 20 AR ) — S 3R Al AR . R IR — i T S L R T B AR R R AT
WRZEEAL BRI SRR RIR R, BHAS 5 AR ERZa R LI T AZORRR

h=1-Y p}
K, nREREE; pMAERE | MEFEAEER A,

L7588 (polymorphism information content, PIC) ZF&7EES T h— Mt fEhric 280
REMGFERNER., ERE—IEEAIRET, A —RANRFREREGESR, LTHRAE L
HbREEEE , H PIC {HHIfhHAFE f1 Botstein #ERH, H:

pC=1-3 02 -3 3 2020}
i1 i=l j=i+l
K, pRES i MEAEFENIE; pREE ) MEFCERMIE; n RREZALAFAEEF L
85 A PIC BRUE A S B8 5500 A W08 B & B B98I, PIC /NFEE T RMAEE . 7
X ESHZEMIRCH PIC £ TREE.

ZHXEEE (PIC) 5XGEEMMARMEES, ArERLAEESSRGE (Z40m il

RN B M ER 5HRE R T2 6 RS E T A G RIS S B AP inEZE A

(MEZN AR EFS ) E5ENERR, M/EHETELT Hardy-Weinberg 795N A a4

TRHASE A SO R (S E SN ) MAETERNEZ S, WENHEAR, PIC HTXRRE
B, YRR E NS RTIZE B TR . MZeA B A TRHA S L2 ERRESRON . JR IR HCAL
N AR FIERSE T E RIS .

SEHITE : WFEDUR ABERELMER 171 NSRS, XA T4 8 SR AR N-ZBH L
2 ( N-acetyltransferase 2, NAT2 ) i sFATRER 3B, S5 L3R 1-7. WHHE T4 ATHEIZARE NAT2
LA RIZ4AE (heterozygosity, h) FIZA(FEA R (polymorphic information content, PIC ),

R 1-7 FABENAT2 (LSS ERE
SRR SERCERE EESE | SOCEE SRR REESUR | G602 SREE REEE

F, 138 S3 15 Sg 14
Sia 1 S4 23 So 11
Sib 14 Ss 1 Sio 3
Sic o} Ss 2 Sy 19

Sz 43 S; 41 Si2 15




* 10 ¢ EFEESFTHHE

3. ERRMYSERE BEEREENRTD, B —AWERGMEIE S —HETRBR T
BHTUAEME R, REXIMASIERNZRERRE, RAMERIZEEIERH. L E S W
ERIZRBEARIEFHL, BARHBEAFN, KA ¢ BB — R BRI EN, BEE
HBREAE S TE 2 18] AR 22 BRI /NT S%RABLeJFBGR  Hoh i P ERIEREH S ELE /¥
RGN . EE P>0.05 SUANFTUEZIERE, BACHUEESTEZELEEER .

R 106 BRI AR NAT2 LA, ZIFEEFEE F/F, o 24 #1, F/S A 52 6, S/S K30
B, M ZRILER, 3 NAT2 R, BERG T T EEREAR SRR (£ 1-8) 2

A F R p= s FOIEEAE S HHEK g = 5
#*1-8 NAT2 EEHIMS ENLRE
HER Y% S JUE-2 4 2

F\/F,
Fi/S
S/S

att

> — W52 2
2=y B BRE)

S
HHEE df= ZRRRRAK A HE - FAEFHE A b
= (EHEBE-1) - (FFAER-1)
[fEdk5BEE )

L. ¥ AR EERE LR IRE T EN,
2. AANERMKHTRITRELE, RIBRER 1217 B—FSFBF, 49 AKIR, BIRERN 0.04,
Xt BRE ) 45076 Z—RFERT, H 263 A&, EWREN 0.0058, RITEZITRABRER,

(31 %)
LI 1-4 AWK REAE T X 69E T

[£EB/M ]

FEREARE T T BTk IR

[XBRABEFZE]

53 BI53HT (segregation analysis ) S2H5EE R E T, BN PRF SRR, 7TLASBE S
K LML FREIRS B L S S ERE A RNrRENES A B ESHFAEREEER, KA
WTET B ST B R AT B (BUE B85 5 2K o A WL R B B A — 3, Bz st A% 0 s R IR BT
B R TE B TE RSB A L

1. E4aEBRHEEFTHKE: Roberts-Pembry 3% FHZELWHIATE, RER KRB
FRBEEWARKRTE, BARMB TR F LR LR . YRIZEBUREEMPRBIER, ATA
B R ER RN AT, FTLL, ZBRIA T SRR LA AR I KA | Hh— T R R e
HBEPLBIAN &, FE S R IBER AT EE B4 . [FE BRI BUREE R A A K



F—8 BRAXBEPRODTSEESRE o110

TR AR SR R 2 T2/ B . RIGHRIE 7 AR50 A 25 R AT i 77 5o B % ek B
MRS .
2_(4-N|-1?
A+ N
Kb, A RFBFTFLEE; NREEF TLEE,
BN, 7ERBATHERE LT ASENREL 80 P, Rz —NoE, B—IiEH.
G ABAE 112 B FLHH 52 NBAIZEE, 2B LR 046 (52/112), 5H G aAE RGN E
H (0.5) B A#ER ., i{# Roberts-Pembry LA ZAETER R PRI IS R E W ik Bk
Je
2. BRAEKEMRESIOKRE: Li-Mantel-Gart % 25 Ok BHRAERE, 579%
IR G5 o VA IR — BBt , bl — KGR w2 T 71 R M s
BB S /IR FR . FHIX FH PR ERERNRAAZ 28BWmA X, HFEFERS 11 Fk
BRI FEAE, BT 2RISR GIRCRIR, BTN IRETE R, FIAEVEN S5 thiAA R, Tt
HORBR MR (R TR Z A IE . Li-Mantel-Gart 1 XFREURFI:, RS ER R, mHITE Tk R,
(B Z 0 SR ) R 4D S, AT emih. HitEAKHE:

P=£:£,S&=J@EZ@ZEE
T-J T-J)
K, P REHELL, HEEPEESGWLLE]; SE, RESBEHAFER; T RERBEE; R
R B 8 JRERRRS A | fIEENERE

B E ek Bt e, TR RNBE EERRA PSRN 311, X
X A4 1 BIATE A LSRN 1-9, 4% Li-Mantel-Gart I ITEAER R PFHEE R B EH
Pt fkpartimie .

, df=1

®19 AURBERREA (GFLEE) BaHE

AR R R I R [F [F i o A [l B 1 IEBREMRRE

1 24 24 24 24
2 60 120 66 54
3 107 321 132 83
4 148 592 181 121
5 142 710 219 93
6 111 666 147 86
7 53 371 77 37
8 36 288 60 24
9 13 117 19 8

10 7 70 8 6

11 2 22 5 1

&it 703 3301 (T) 938 (R) 537 (J)

3. BLF Penrose EFIMTBARAVIEE A ARIEGISCIEE AIFE AR (s ) SRHERHRZE(q)
ZHFRARX AR, e WA X S R [RLg A% T7 SR AR R AT L, T AT B S 5 14
BT R W REEEMRE . WRGKREEGRE, EREZENRE.



