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B Mk R

1452 (genetics) RIF R AW KIEERE R %R ZERBIMPR A ASRFESEEY R A
JR B A% W) A 3 SRR E BRISEIL =7 . B ET R X R EREMAEY - EY. 1Y)
ANRFIIMKR, d b IRA B A Y118 4% 2% (microbiological genetics). fH# 18 1% (plant
genetics) Y42 (animal genetics) fl A B 4E% (human genetics) 1Y K4 . AKBEfE2
RUIRAREZE MRS 52 F R, Hh SR AR EmiEE 58 7R 2ERIRChE
#8152 (medical genetics). 1EA ARKBIEHE K5 L %FL, BE¥REY FERT AKBEH K
LRI, B ZRRFE SN W BT IR E Ak . B, BB R
FH5ImKEFMELBER %8,

F—T RESKRREEEM

B YR ETE NETE R, #B LR AR 77 20 AR B R S53R 3 W 0T, # Hedug
BCA B SRR KR, G IR AR, 4efeE fﬁ%ﬁiﬁig%ﬁmﬂzﬁé’l‘o PR HAR S 7
R T AW R O AL G5 . A R AL S5 M R TR 4 . TR A, (8 e
5HEWE? {8 RE (health) 252 A% G5 4 H AU 7 X5 A i) B B R O P . 8t
i G5 2 ) G B B RV B () (23 X038, BB REFT O PP P4, X R B W E KU (disease, disorder,
illness). EAFBEKAREA S, BEFREFNARREM G HESEAR. S, 78T EHRNE
PR RS R BAR R RS R T, (B0 —Lgm M E BRI N, kR ER
5| A e LB RE « 2 7 i R PR R &5 Pk DR Ty e €8 AT A8 5 | A2 1) Down £ A-1iE . Turner 45
EIEFER AR XERERRETAEREEESSE RERAA B REWRME. &5 —
e R WAL A W AR TR T MA SR, (B — TS & AT AAMERT TN 52, R AE By
BRABE &I A R0, % -6- BERIEES (G-6-PD) Lz H AT EERRAMEESH
VG BAEWMER . 55 W9 Q0B R « BILIE R . XGRS R IR 7 2 i
ITRBEFENTHEZN, B ZERBREZEER. XERBFE —EMRERE, KRR
EETABRBEE, BRI —EMFBELMHHILER, SERRELHEEREES
Fto XSGR gL R R B AT RSN F B B NN BT R (B 1-1D.

BRERS

Mo I FRR
Duchenne OEFNSE
BNEFHR L
BiE ) b

BER |

KRR HHR

B O
SR L bt IR

E1-1 BEAEMREEREALERREZEFNER




F—E mEfEFEEF

T Ak DR] 28 17 B P TR 8 5 B TR FR 184597 (inherrited disease, genetic disorder).
Toi A% DR 38 T LA J2 A T 4 A B 52 RS O PR 36 A% 400 B 1 65 R R0 T e X o, e AR A 41 i oy gt A 4
JRERIFT) RERI R . K 2 BORAEH N SRR PEBIR (congenital diseased. FTiRSGR M & f&
B)LH AR R BRAER, WK BRRAE  Down ZF A E% . (HIERMEBA— & LW, Wi
JUE S PR RAGE i AR G bR, BRSSP G0 7 Rk 4 X2 i R BUE G L BB A e Rk
S » Z i ik A S 4% (thalidomide) 5 &G JLSE R . FIFE, B ADBiE R H A =T REAR,
B — @ FRA B, WVEFRA RAERZ JLE A%, Huntington FEREH — B KW T 25~45
%, MR KT 30~35 5 . BERAERIH FIKEMEEM (familial disease), ZERAAFFALH
BEBE, WEESXERER R HI—ANU R EE. BeRt T f2RRME, XREIER
AR AL T A i e A e R SRR B e 5 AR AR T AR AR . LB S T R AN A RIS
A BERHIB T 28R, ERFE, KEEERAASA—EREBEEK. —DKIEEZ MR
B R — R (ngsizom - BF 2O ATRe R LRI ARSI, REREA XK, BEE
RIFARBALT, MU EAER A BRZ 3.

EENRH A B BE R A 6000~8000 Fft, FFE— L8R B HALT 1%o 1120 W5 2 WA, HE
¥ — SRR 1% K W R, Hust A5 2 R AR REN SRR —. W
INER AT EHE L E 48 B I 25 X 100 R EF=FiE) AT T 8ERITRFERE, 48
BIRY 53.5%0 HIFTELBT BRI, o 3.6% BB FILERK, 1.8%0 BAE G a4RK,
46.4% BHZHEFZWELHEFR, M5 FEA BHREAEHITIRA N 1.7%. B B4 E V0 8
RRATRFAERE, B84 1. BIGX S G I RE T8A&HW0EAESE L) LG E, /G TH
RIBAER R B I EYE . i E 580 J7 3574 J L 2K R i R R iE RN 56 R IR R T RE o AT JEE 1) 9
BERER, HAEJLAATREBRRIERRIBEEAN 111 144, SR FARRD) BERACIER AR RN
1:3009. J"RE] M HEZE B -6- BERR I EME (G-6-PD) L Z FER RAERA N 3.6%, BT HIX
4 4.66%. EHETTSERIE S KM R R AERE 21 BACBEERT BE LN 1:16866. M4b, | I
B XA A 3 AT T BRI, RN o- Mo g 33 il 2 (R 45 7 8 AR O 26.9%, B- i
BB EH HBERL 19.9%. JLRETE 1974—1976 FXF 15 5 LUT ) LEM LR EHEAT
T4, SR ERFERMEOIER . KINE B AL, I ERE . SR, L. MUK, £ &K
JEEL) e R TEFE TR BU) 90%. AT WL &R A e R B LESE T EEREZ —.
F— 1, BEE T EBAARE R F R, ABEPZENIT & K ERIE B, dasfe fER s
K13 S5 & VR R 51 S B i ML GO M B B9 « D945 48« Atk b 8 25 22 4 1 078 110 L 2t 7 S A 4
hn. JoBE, BEAEfERR 1A B, BE BB (disease spectrum) D& KA, FEAFNER
Hrp, BEHRHEEHEREEE.

EMNERRE, EHBEERNRREEARABRFAEER . WERPEERERRERFIA
MARENS, p b IT M PR G-6-PD BRZREMFIRE P ERM B R ER . £FH
FHABRIT AN, W2 o P ¥R, FE 2 G-6-PD i Z AEAN B AE RS FLBEBE B = i K% R B

FoT EFBEEFARESE

—. B LA R

KT S 2> E ¥ 2 A S Hippocrates FHRZ AT, 2 A5 S 4N RS H Lt
PR AT REFE K BE P %38 . K% 1500 SERT, FUREE # (Talmud)d BEA R “ 5 H il 2~ 3Lk 5 i
KB SR EALEORE , UEAMTELINR T ML AR B i . 18 42 Maupertuis BF 5L T %
8 i) K& BRIRMBRRZ B RE (B MK R, 8 HXBMERE & B AR ##E5K.



1914 4 Adams KRR, 8 H LRI R BIR AL R E 2 MAFLEZE R . 1859 £
Boedeker B /G112 IR BRBR FRAE , 1% A2 55 4R 1 S8 R B o

PRARIE A 2 () BEEE N B H I K118 18 Mendel (1822—1884). 1866 “FAth &3 T B & 2445 5L
B, KMEBGHEK S RBEETERAL, TABREBE, A2, FRABERMRE, 7
R GHHF L. Mendel R LH 4R INN, BAEHRE BT B & FRER . M
9 M T B, Bt st AR R B4 I, BN MR 2. XS AFR A Mendel 3
—E RS B (law of segregation). Mendel [F] A Ay, 764 58 40 i FB e i, AS ) 3of 1) 3 4% A
FAILL B A A, X2 Mendel 58 @ 5 B 4 &4 (law of independent assortment). X
AN ER R Mendel BAEFRF#EUMFLAR. WG, THEREUER T 23K EMtE. |
&, Mendel () TAEEF 1900 SEA # & B FEEIA NI B Mendel i85 RF 2 SN H F Ak,
Farabee (1903) f5 th R 48 (B 4 B MR, R AR EHBLRIHE —H. 1901 4F Garrod #ik T
ANPRBBRIRFER R, HH 11 NEE, KPR DHF 3 ANBENRXBEARE, 1B RELEIER
. f&~5K Bateson #27~ Garrod, JR B FR KA & B EER . Bateson I\ Kk, REH TH L FM
SMEREBE, M E R W] fe B RIFERE A 7, B BB R RHEE 7B A R+, FU
LSRG R & . Garrod K ILM IR BERFRAE IE R WM. /G RNV 2 B A MR IR
4 Mendel Bif&E A, H LR A D% E RIS B4R E S| Mendel FI R RS+ %, X
BRI HEEL TRAA T, UEAEARE &R AR, #1400 Davenport B A5 Sy —
B BB AEER . X BARE K, BAE HEIEH 2R, Hrh A R4 Mendel MRS
e, BRZHRZ R RN . SEhr b, 3R BHBAMRUL, Ak K FZ AT R R EA1EA -

1903 4 Sutton 1 Boveri 4 %114 % 1 Mendel 3£ [ 1047 S 580 A= 5140 IR0 R A0 5248 i A o
AR RAT AR TAT, TRBAS IR S, BEE FREREE b, Xtk G AL 2.
1909 4 Johannsen #§1# 1% (K| T iFR h Z: K] (gene) .

1E 1905 4 LART, K% $lt e SER R ARG BTV, 1905 4F Castle I 4 (Drosophila)
HEAT T B 505, XRF A RIRE S TR, —F 85 20~25 8. b, Rig a4 xF4efa
&, BFF . 1910 A4, 56 HAHE b K% 1 Morgan Rl )24 Sturtevant. Bridges 1
Muller FFEAHF T RMEHER 13845 7730, KILBIR A HARTT 23 K 4 NI AEE B BE (linkage group),
TXPE AN SR ) B AN B — 3. Mk, AR B B AR R B AL AR LT, 2 — R
& ERERIEE R R — e TN, X2 ESE (aw of linkage). {HEEBI AL
64 T A0 MY R AR o, RIVE S (k2 (A I AT A e — AN B, (B B R A B4 3
R AT #e 8t (law of crossing-over) o

Johannsen A Y 8 55K 38 4% Bl 7 SORR b 2 B8], 10 HL ik 2 X 5l 2 K &Y (genotype) FIR LAY
(phenotype) (IS A . FEFRIFEAMA R AL i1, RINBY R IBIAEE A4 5 B PR AU AR B4 A o
ZMEEIHER . A A S, B4 1875 4F, Galton 3t B X 4 T 5E K (nature) 55K
A5 (nurture) (RIFEM . Galton Ak, BT —BRXUAE A AH IR i 18t 45 45 i BR A R AR ZE R 2, (R
AR T P AR AT AR RIRL . A0 4 TR A B 15 A8 4 ARS8 . AT (Rl 3 R4
XG5 B %, EhfTh &R BRI AEFEE . Galton [ T4E K LU ANKis4E 2
Ry R e BT BE E T A .

L BERRA R R R
R I S R I PR B 2 S AR AN TLVROE 1 — T TR, RSB ¥ 10— LB
oho BB T ARG KNI, W AFIBICEPFRGET FHOHM . 20 H4 50

FRLR, EFBfeFH TRERKR, XEERA T AWMLY MRS LY. oR%E) T
FeF SER TR B R T HEBE
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$—% #EF5EF

(—) EXEEFSEMEFTRRANLRE

B EL3R A, Garrod BIF 7% JR 2 B FROIE H-HE 90 26 5 4k P 110 JR T TR 2 T 0 IR 1) P4 e =4, HH 5k
RAYEBGEEZ A gt — P8k, FmEdkn BFIFRERHEH . 5, La Du 55 (1958) &KL &
HIER AR = R BREAES, NTIHIESE T Garrod i #t. IO HVFZE & Fhsif& 1%
B = SRR . 20 thal 50 FRUSK, ASLBFE AR HER KRR, & TXER
PEACEHR B SR AR 2 BT 7K. Bl B E TRt PR P B e B ARG =4, B sk BoR K
HRE AR EAST, ERER KR EFEEEANEARNEHRE . XRMEFERE
AR E R BN S bR N P T AR M AT Y T — K.

RO L, BIIANEH R REN A EAKHTIT. Pauling 55 (1949) 7ER ST SRR 4H
Mgy ML RIS A — R R AL R G 2T Hb S, LR AR T IER K Hb A, A T
4% F9% (molecular disease) FIHE® . 1954 4F Ingram AISL“FEL07%”, 2 Hb S [ B #ESE 6 L&
REHERMAZIER NAERE, HIkREIF T3 ML & 4 TR FERATF AL

FESEERRIH b, FERE T 1877 BB R A BO&% . 2R A B BR PR AE (K6 77 b5 548 X J7 1 /Y
HEABERE. 1953 4F Bickel 4R H, Mt #HIH 4 ) LA RN ERBA R, H2HB7 1HX R EIRR R
REMIR B, FFEURVAIT RO . LI TAEXT FF - AR Hh Jot A5 07 (A 5T DA S SR BT iR AR il s R
AR A O E T HESER

20 t&d 50 FEA A, KDL ZBEAR AR AU & i T L B RS B B = A B, (A EET R A )
PRSI R BT G-6-PD B FiE. XL IMULH, 24 R NA 2B &1l AU AR Al . 1959 &
Vogel # 1 254118t 152 (pharmacogenetics) —id. #EA 20 42 70 FRJ5, X— S LT &,
AR 254 [ B 2% e AL R, T B — VIR F IR Y, BRI R NAERN, i g
BAEHEA . 1971 4F Brewer % A &£ (ecogenetics) X —ARi&. X &Y. AYMED KR
R A2 Mg A% LA LA R . f

(D) E¥EfEy SMRBEYLeRTRERNERE

1956 4 J.H.Tjio (#H 26) Fl Levan M A JGIb 41 4185 7R 40 0, & 5 IERaM4E 2 T N kihan
i Gk $ H A 46 . [FI4E Ford F1 Hamerton M %2 2| A BRE R 40 U 22 5 R BRI g (1,
MIMIESE T FIRGE R . (HR G AR 2 BT DA ARSI R T R, IC 2 A Th T 40 s 3R A 6 BoR
EH— RIS . 1952 4 T.C.Hsu (ARIE D) RIL, /MMM (KB, v F4 K, Rtk
A, T B, 1956 4EHA MR FIRKKALBR (colchicine) BHL L4 MIHEN 4 245 30, 643 34rh
W% . 1960 4 Nowell 25 FH ¥ 1f k& (phytohaemagglutinin, PHA) #4415 TR 1) A 44
Ik O 0 P B3 40 Ak T BE N 4338 . [AJ4E, Moorhead %5456 N A A TR HIAR , L T AARAH A ik
SMEFRR G AR RS —RBELREAR, NA TR G R R,

NG BB ERER LG, Ytk BRI ERE N H T kK. 1959 G
=K Lejeune 25 &% B Down SRS EBEF 47 &4k, Bl % 1 K/ RUTmE LR fe ek G
21 S 4fa4%); Ford &K B Tumer 2 S 1EE % RAE 1 4k X $efaf%k; Jacobs F1 Strong K IN Klinefelter 45
SR TR EAR XXY . 1960 53 E F 3% (Philadelphia) A 577N 7218 K40 FO 14 5 IIL5
(chronic myeloid leukemia, CML) 5% (41 i B 85— R R IR T 45 5E I AR G i W AR, FRZ A 9%
WG taikek Phl Jefath, BiJE SURIR T HoAth Yo o R 45 G AE A — e iR bR id Jefafh . 20 HHELD
60 FEX K Caspersson 25 &I, FHPI Y A ATE FH BB E I MENY ] (quinacrine mustard) F 4/,
Qe AR A A X BRGR IS A SR . 1970 FEERRIEEA N T A g tafk, Ban T AEE %K
Qoo RS TR . IR & T RIS, HRILT A OH IR EARLEEIE.

(=) BREEFSEEFITHEARNLE

S LR AR R RBY K T B ER I, FFABMBIva#k T #ii7E. 1900 4F Land-
steiner AL T ABO I 2!, 7ERCJE RN F, RIH L9 EERR b &K T + LA mA AR



4, bl i AC R 2S5 T XA, 1941 £F Levine 42 H, fif ) LA 40 Mut B4E GBI AR ) LS IAE) R
FE BEZL 40 B SR AN H 285 | [F) b % 7% Calloimmunization) T2, 1952 4F, Dausset £ Nenna 7E % 1K
f 0 8 2 PO LR PRI 1 AU BRRER R 1958 AR HH A — N AR AU Hi)s Mac (HLA-A2 +A28).
1964 4F: Terasaki fl McClelland #7324 FL40 i 3250 AU S 4 g% . b)E, %
BEFMART T AMEREZEEMN HLA RS, R EBHEME. ZAKEE 7 If. 1950 4F
Glanzmann 1 Rinicker ##if 7 EEL A R Z L5A1E. 1952 4 Bruton RIE T 41N A F
BRZFEAFRECLAE. R T —RIBEE T RE R KRR SRR AT R Z IR .

(P9) EFBES 59 FEES DNA SLHRARNIALE

20 t&2 70 AR, BE IR A DI R BL & DNA 40 F 248 BRI 8L, 4 Tist 4% 7k
AR TREM B, 3 0 g Im R a2 4 T B F B . Y.W.Kan (fi P80 % (1976). Wong 5
(1978) K& Dozy % (1979) W il DNA SLRH A, A )LFE/K4 il DNA 1R a b33 A= H7
2. T RREIYER VIESLET L DNA B U] E5BAL % H BRIRUT A 4% (ke 71, B AER
25 FH DNA IR A AE DR I, JRAA ) N DI BE DI S50 A7 v] B8 VH 5%, 1 7] R HH BT O D) 1
A7 . Kan (fRIPED 55 (1978) 4 BLak iR JL=F7K 41 s DNA 1 8RR 40 Ba £3 il 5 () th A2 AT 2 e
20 42 80 AEARUG, 2R P M BR FRAE [l A 03 55382 A% il #R BE7E DNA 7KF _EAE 2.

LR 20 4D 50 SRR LAREE SR 2 IR B, MR SHERE LA RN EFMAEDFE
R, NRBLARZ R, BAFRZR, diMi%] DNA & 5. 8B ASBHE 2 Ko R R 7 5F
FAFHIARRIEN . 20 tih4D 70 FEAR T BN 9> Fatfess, IRAH{ER T B Fs e # AR,
#5798 3 K Concogene) F1 () &g 4Dl 3£ Kl (tumor suppressor gene) 158748 &2 I8 & A= 143
SR, A TR0 R0 — Pl AT AT o A2 58 th T A 2 S SR M A 3 2 1 1
o FEER. ‘

Bt oy T 14522 I R e, 20 4 90 S84, R [RVG7T (gene therapy) BEA T IR IRSE B EY -
iR ERTRERENEFEF S AN EE AR P Rk, 3FBFHZ SR KR
FAFRERIEERETY), NTIEBVESTEH. Lk bR H i 2 B8 (adenosine deaminase,
ADA) ik Z 5[ ) ™ EBE A % Bk = iE (severe combined immunodeficiency, SCID) 1 f % (i IX
B F ik Z 5 | R ML AR B, ERVAIT I RIS #R 18 24 NS FE T B8R .

ST BAEF IR ESE T RKREE % (reverse genetics) HIFT#aH . X W & 7F A 5038 K
BEREARFERHELT, BT HRBURN DNA &5, #mE~XF DNA ERFTFHH
HEARE . XREEEFP RN R B R RIX 440 R4 F A il WK B 31 3R B AY
IR KRB . 20 tE4d 80 FFARLLK, fE kit AR S T, BEZEFAIN — AW R H K
BAERRIHAT T DNA AL ESI 24T, 4F DNA Rid B BB, B RFIBORER . #E%EFATH
Jt3£ %] 7 Duchenne Al £ A B (Duchenne muscular dystrophy, DMD) FIULE A R & H 4 H
(DMD) FZEH:£F 428 M (cystic fibrosis, CF) {25 1 17 8 3 (CFTR) %,

AR T FHT P, EEEE FBR A E M 21 LMK RRE. 1986 4, i JURE
4R34 Dulbecco &, MARNMAFEXNMEHEEZH T/, HLMES THRMOFERA,
A R0 NG M B ZE R AW 7 R8s . a2 R F)LERF, 1990 3% H H S #EHE 15 4
(1991—2005) #& K 30 123 s A3 K40 71 %I (human genome project, HGP). il =
Wl RLESIE GE & ED . Y E R AEE AN F, B AREE L4 DNA 30 {25 251 .
HGP 2EYE EMIE MM 3 2% AR, B 21 L MY E SR 1 R — g BE 2 .
HF HGP EXEKMEWEZE, €5 &E & BN EEER, S9N KER &HEU HGP HTA,
LT —FHERT . 2000 4F 6 A 26 H3EE B4t o Ak 3 [H o 440 /R B AR ERE A
o TAEEREA . 2001 42 A 15 H3E., %, H. % @, FSEERALZER AN FEREEK
R T HRYENREE R 94% 75 B EEH K5 4T 2004 410 A 21 H, Nature 248 A4 T A
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¥$—5 BEEFE5EF

KEFMARTRFS] (R 1-1Do BN AR TRALZH G B2 FIEES T 21 HEKEYES
FHp S M EMRR, B PR T AR AR TR R e 5 A v LS — F SR U .

®1-1 EFEEFKRER

Ehr AN FEFE

1900 R R R R De Vries, Correns, Tschermak

1905 B (A ¥ (AD) FIRK R Farabee

1908 “RERMEARBZER" SRR Garrod

1908 b4 o EE )= VA Hardy, Weinberg

1909 FEFERES R Johanseen

1919 T4 P B % JEE PR (R Haldane

1927 EH] X 2w % R BRI R Muller

1944 UF B85 B & DNA AN 2 E B i Avery

1953 715 DNA SUR e 4544 Watson, Crick

1955 LOD #3435 i E L Morton

1956 e NS4 Mo g e iR B0k 46 %% Tjio, Levan

1959 K21 =AT5EERBE Lejeune

1962 B UKIE B 777E DNA fR it A bIsE Arber

1966 ] B DNA B8 1& %5 Nirenberg, Ochoa, Khorana

1967 A B DNA % H:8 Gellert

1970 B PRAE W A j Khorana

1971 AKH Rk Q W ARIME N Caspersson

1973 DNA 72 B H AR I E Boyer, Cohen, Berg

1975 fﬁﬂs‘c%ﬁ%ﬁ**ﬁi&ﬁmﬁﬁ:ﬁ DNA J¥51 Southern

1975 oA 27K %52 N f = SvA Kohler, Milstein
1975—1977 R DNA JFH AR Sanger, Barrell, Maxam, et al

1977 RPN 2455 3 Shine
1976—1978 &4 RFLP F1 751 DNA £ Wi Kan (] 8%

1981 AL PRIk DNA 525531 Anderson

1984 B %1l DNA 84 & Jeffreys

1985 K W5 A B I B (PCR) Mullis, Saiki, Erlich

1986 B H R ) A R A SRR R Dulbecco

1990 AR B R B AR IR T Anderson

1991 Nk R AL B 7RI 5 3 Waston, Collins

1994 A REHAES B SE K Murray, Weissenbach, et al

1998 A HSHE R 40 Y B 52 Deloukas, Schuler, et al

2001 AR A JEEE A 94% P3| B VL 04 B P A S EE R A W B A4 (6 H4
%), Celara 24 7
E o HEE, PAEERAK

B KA PR A A

2004 ALHEMASERFI, ZFFFIE R T4 99% B
B Ji X 35k

EHR—REZ, B 20 4 90 FA LK, P EEHEERERTT AT HIE T 51 A B KK
M. o, REEERERE T —MH RN EZFERE (GJB3). HHENMUHRT A-1 Bkts
CBb) AER 4B 5> FHLE], T BRI THH ZR A2 5HEEF0 E R T IRE. E . AUFEREH
& DSPP ZEN A R BUBAE £ FOCT MEE, FLRREFE R HSF4 EERE T FBRERE
AWkE. BRXUMEIFEFIEY T KCNQI ZRRE S LB WEhAX. K¥EFEEHE CYLDI



EERRBTEHME kTR E R BABEAR . %80 NS 825 55 G /i & FGF9 K RAE AT
S R B ERLEEI 3 B, DHTKDI] R R A0 S BUHEE VIBSIE 2Q. KEFLEH
& HOXD13 HR R T SBAFRE L HEMITE, U2HR KR A 33 Marie Unna 81
HADERE. B2 BRRIEEE RRIIFER T2t B 400040 il A L% (APL) R4S t(115 17)
S FTF=4 PLZF-RARa Rl & ZE A 6 BRI T APL 28547 t(15; 17) BT PML-RARa
2RI AR LS B T S8 M E BN RS A48 5 3 PML-RARa #)4r T L
=4 —FfE A B2 © PML-RARa (14> FHLH]; &7 H 2 A0 F BRI E DNA HAEH
8 (DNMT3A) H R e 2 B840 i (3 ML9% M5 LAY (AML-MS) P ARFE R 53R , B STtk W
DNMT3A AR A 6 7E 5% 40 il 2R 52 R B 2t (B I () RO L R R R SR . b4t
[ 272 B A B 4 3L B 41 L BE 4 #T (genome-wide associated study, GWAS) V& AL T 4 #i 73 FE4E |
Bl PRI SR Fh B 2R I 5 B EE R, I BT MR B 5E T 20
E#REFRBES, QLB — 118 AEM SRR LA TSR, a3 FRE 1-2.

®1-2 EFBEEFNIZEH

40 38 4% 2% (cytogenetics) 418 4% % (radiation genetics)

A4k 1845 % (biochemical genetics) PR 40 M 382 £% 2% (somatic cell genetics)
4y F i1 (molecular genetics) JE b 18t 45 % (cancer genetics)
28t 4% % (pharmacogenetics) BER 442 (population genetics)
B3 4% % (immunogenetics) AL IMAT IR 2 (genetic epidemiology)
7 hi8 4% % (behavioral genetics) iR #e*# (clinical genetics)

A &R AL (ecogenetics) 3 H 41 % (genomics)

B MRS R RS

. Wl

AR 5> 26 B 0K 2 R A McKusick 9426, BB &R 4 LRE. ot —Fx
A B A B, HAEEME ER TIX A REP R —K.

(—) @R

AR EERGRAE 545 46 FR k. RAEAEM MR LR IR R E TS
RAET Z48, AT AR A Yuth o gy B 464 B I 5/ F 50 M, RIAFFAEREK
BHH . Down SGEAMERI T3 21 SHEMEE T 1 4, B 21 =M. B4 (chromosome
disorders) L H NEFR R L, (B FAfEE . SRR EARE 300 5. HAERNFAL
R AERLN 1% (EIEURET 3 MHM B RER~, fEARERAE LS —¥. FLEL
ARG AAGE AR .

() 2ERBEER

HLEE R AESR (single-gene disorders) A2l F58 AR HE K. #E—Xf MR AL a4 b, ATREH A —
Zi A AR HE DR, th W RETH 4R YL AR RO A BB R S AR R R . B AL DR R AR IEME K R
iR . M RERRBYREN, KRAERR ERRAN 2% (ERIHHFBRBEL, NX—
RKER AT M. PEINERAFIEEAS H LA IR ST A B2 3.6%0 R4 LEH
BEERR, Kb Rk BHEBRA & 1.4%0, F R AARHERAHRL G 1.7%0, X E9 B
PEIR R L5 0.5%0. BZ 2014 4F 11 A 30 H, M _ERR A &l /R B A% B8 FEGE T (www.omim,
org/statistics/entry) LW 22 676 FiELFEE MR BB (R 1-3). TERFE /N ERERBER.
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B \ Notes

®1-3 EZRAXBBREFYBESITEH

xKH wREL X EH Y & SR ERE B
CA R 13993 688 48 35 14764
ERGRHBCH 85 2 0 2 89
RAEHR, 57 HEAH AN 3977 287 4 28 4296
REER, 7 FHEMAY 1539 134 5 0 1678
oA, REIRUL IR B 1734 113 2 0 1849

it 21328 1224 59 65 22676

(=) ERBELRH

Z F K 81149 (polygenic disorders) JFFRH 247K (complex disease), g T8 & & B
BHE, AF - SAEREREFREN—LE LE. SEMNRARERENS, (B BERBEIR
PERRR N R RALIEE R .. B LEL BERBER.

(00) LRUREERR

ZRRIAK DNA Jhy FRIR 8%3 43 B BE e SR B AR 3 (1 L& FRAR 48 rRNA I tRNA Zfid . X Bk
A 3 R 58 A% ] B4R B 4£ 8459 (mitochondrial genetic disorders), Ff R R4 443, 2 40 M st
R B RS E . FERMAE, AL IE AT ULt R A R R FTE ] L %
HREIIRNERNEEAREIN. FALEHELRABER.

(R) FHRBEER

S AN R R @Y R SR . i S T SR R g A% 5 e, (B4 B ek o 1
A v M (clonality), F T R DAAZH M ist (& 4 58 28 ELRE IR R, W0 oes J& T4 4t it % 7
(somatic cell genetic disorders). W25+ =FBEiA 5. ok, FEERBEIFR LK.

L BRI

(—) BfETREMEES

— T, BB LB B AR X L, AR IR R RN Btk
W MBI R ISR T, BEBEAZKFELAR R B4 URHT AR BZRiA
TR AR FTB SR AR BAL R 2R RBIEAE R ROKREERBURN . TR RIEEHRE,
171 25 5 K19 42 40 B8R 7 R SRR SR AR 181 1), {EL— AR W O AR B AL

(D) BERNDMHIEE

BRE D AR AE A A SRR MR 1038 7, R B M IOAFIE (ISR L IEW AR A
ZRFBAER A DB BRI, LU R FRHE, B RET AR A ER 58,
Hh B A DR AR BT B I SR A IR A% 9ok 1 DR R AR SR AL B B PRI » (EiZ R AR T BIA B — R O 3
BF 20, APAE BERON: R LR AL R P R R AE B EE T 2P BIBHE 8, &G
ALRERMER . FOAERARBRER, BEHENI K.

(=) BEREVERLE

1. B P BEE D W, B E N RERR AR KRR AR AR B AR T O R
TR W, IXBAE T I R R ZALE 1% LU, (BRI 6000 Ff, HOH b 8m A B+
A& #FAtE, FEA 2000 RTXEBAERH K BE . L HE AR AL H 37 R T H L
TRERE A, B ABCESL . 12009 5 h O MR IRE B, PEOMERAZEDH 2312,
mliL A R E 2 2 42, RAS R B2 700 77, L UURESE 8 E 4 200 77, O S FENR SR E L 420 )7, Sk
RAE O B E 2 200 77, MOXKRAFR R BT ERFARBRENEZRRRN L —, HE/KHE.

2. FEUARBEEER LR ERRRI, W8 HRERMAE KR T ER: BEER



F—F BEFS5EF

KRR 5B I 2 R A %, (B AR R R ) 2 Rt s o il 4575 i TS ma g LA Q M i1
L AR

3. EHEBRMAER R METR T, KB A — % Ll B F YOS WA R — o, BA%
A B R0 A R AR AL s

4. [R50 XUAE (9 1R 2 B B v 1 5 B 0 Y TR 26 5 S B C TR B B0 o 8.2 v TR L
IERCRF AR R BERRAAIR R BE R TRAENIIRE.

FMT EFEffFSEEEFNESHREE

L AT T

BE S5 10 E 55 75 T 407 % MR AL RS MO AL VAR L SORHLIL. ST RID A R . 32t
B2 % (genetic medicine) N 2987 BB IR AL IR IR S5, RIEBALR RSN V6T . TR, T
B« B0 BEVISE . HB B A TR AT feml > 3% R 83 1R &, IR TR =R P LH
ERMNE, REMEZWARI S Z—. B HIUERREE. 20 #2280 FARLK, T H
KIB T HIBE B 45 & v R A B B AP BALR ISR E | T2 MB & W18, AR BOL T kK%
o IRAREALR = ML EF IR 5B 0 2B EM

L AR PREIARER s R g i)

1R R\ K L0 P B & i A KL 141 DNA 52 AU AT, ARBR4 A4
2.6 INYRISER EBRIEER, (X AR 275 1.1%~14%, RIANFHEEAFE 1.42%10°
K%M % A1 (single nucleotide polymorphism, SNP). Ff#E 24h B T4 M F (whole-exome
sequencing, WES) & 4%k R4 0 (whole-genome’ sequencing, WGS) £ AR H H & s, iRAHr
BRI 5 R 3 B Kbk (B 1-2) 0 B BATRH, ZER Ak, A B DRI 1 30 2 R 4
AERRAFNEE . 21 AR 22 8E 0 5K E 0K 2 2 B R R 28 09 B, e A1 B4
WAERFEMAER R BHMAEER. N WES fil WGS SAK KKtk 2 32 K% 5 B
FE i AE I R R, AN I PR VA T B e Jmt . A, 25 35 DR RO b R B th v R R

220

EWESRS)
K EOREE

BT — R RS TR R
]
[=]

EAWCSHE]
B‘Jﬁmﬂﬁﬁﬁ ]

o 0"’” @,z.«» & ,@,@ 82D S ¥
\ *9- g}ﬂ’
R

B1-2 @B FRFE (WES) REERANFE (WGS) RS f T EE




B BEpSES

HE RN, X2 21 4 b 8% 2 D U 5T RS

TEThRE RN A AR, BT E T MRt . RWE AL 1 B 5 DL R BR8P 38 70 A 28 A0 2 it 2
FRIVER, JFX RS AE BT RIE. BARBERFIIMER, AR HEERD). EYEY
5 R A% ) AH N B AR T &, S5 3E R 412 (structural genomics) H 4R B 17 ThAEEE K]
40 2% (functional genomics) FIZ& (4 Jii4H %% (proteomics) K. AZKIEEH DNA FF¥I 45 K% $i
ARG FFE . XL AEMIDFEF A TEA A F R W 21 40 N5 B 2F 8t # 02
X ) . (R RRE B, AR dESRAY RNA MR UIRAE TR AW R, SarEE A
/IN RNA (micro RNA, miRNA) A 5 K41 30% M ARERRIE. FHE, K BRIEHRIS RNA
(long non-coding RNAs, IncRNA) 4 C B4 X — U HT 5T # L, 1X 24 IncRNA BE il 1 7
KRTEFI (na 3h ) Bk B 5 I ThEE, i B e A FH s ST BRI A0 B R (1 Rk (P AL
BRI .

ANERERAXEEMRBHEE, E5905F 21 HEEZEE EatErEd. Fittam
B AR ROGIER) . MEALE REE Y, REEWFRBCH I LB KEMZLESN . A
AR ER AN TS TR, TENANERREEWIE) 1 F AT RN EEAK
IR AT , 78 EARREHH . REMB, SFEMISIETTRBIGRSE . 1877, XEIE
AR 2 AN AT SR A 2F .

TR IR R0 B 22 1 O BB E er SE R I, TEBE i AEZEAS N8t A5 Bt 2 s ot iR FH A XL
. BRI, I PR EE IR 06 250 B A BB B AR P AL, i 83 AN 1E R MRS, Sont 2 1% 5 (gene
enhancement) MG ) LZEFE AR 119 o) R BH# M R NERBFILAZES) . ERLE - HERKRS
(A0 2 ] 3 . ‘

B IEAEREAT — S W IROE R AR S o I PR B Ui a0 20 B 48 U i v 1) B 22 it AR 2 AT B
FRBEE, AR BE A S EEMUFE.

A
. PR R A TR AR 5y

FeAL B2 2 (translational medicine) /2 21 tH42 H kxBe 22 R 2= SUg tH L 5 BT, HoBO 2
1 3 T A v B S AR O S I R B 2 RO TR B 22 SEBR ()8 BBR R, K MK PR S5 B & L) )
REBESR R AE B 2 i, AR FREEF R S BOE, M L M SEL & FIK K (Bedside
to Bench) PA S 5L = / i R 21 4L X (Bench/Bedside to Community) (] tRi#EF (L E, K4
Y S BE R 5T AR () B0 R R L h B 12 B YR T RITIRH (Y B= 22 B AR RN SE O k.

H B A 585 FE A HAR W PCR BoAR L EEE HAR . 88 AR P HE A I &k e A B 238t
R RAERNARME TERE AN TR. XA EREARFROEFEA Y, RUWEFL %,
FEAEFE D 25 A AR U R ARSI OB R T KRERAEY 25 . X R
WA KRR T FEMERRREE . 8., BUESEEE THA. 8 R’ E, F=RA
AL R 3 V) B —— R R A% (7] B %L [2] SCE R (Clustered regularly interspaced short palindromic
repeats, CRISPR) & H CRISPR-associated (Cas) 9 #J 5 [t] CRISPR/Cas9 &%, 5B IS M W
Y)H§ (zinc finger endonuclease, ZFN) 1283 K #0E B+ N ¥ #% B 8§ (transcription activator-
like effector nuclease, TALEN) — i ATy B I - A\ 40 0 . 33 55 R/ B DA % 4H 1 ) 228 R 41 g
s, SRR EIERE E S RE . E A BALA R R RN B A, B2
CRISPR/Cas9 it R MR E . HITER B AR, SEEFA R+ B EMEE SR A, ©
BOA KR —F AR EERAE SEuES TR, FEEES TRERMERSBIT. Wk
B SKBEFETUUATRR A B T2 B (MIT) B BA R I B X — B AR IE T FIOMUEE SR /R %
Ny OBURMERE GERBINE  EXRAEETEA).
£ \ Notes BEAE, YEARWE S EEA RS, BE¥RE 20 T ERMEFMEm QU RSEAW) 2



F—E BEEFS5EF

T R IR B ) 9 AE 25 W L i AT 8 24 BB 97 718t BB TT RAF I & R A 2 T7 i U K&
B THEYEEAEE, HES M ERSY, A TRREREMN T RSS2 R 67 REM
TRVl . Bk S, TERE T 4ANGH.

1. R MNER D TARSYRIEENMNA YRR RSL, A B T4 R S 3
HYIRIG ST IT ik, RGN, H 485 25 YT 50 L 5 = B i R BBt A58, 1R
WRFTRER s T2 T & A2 2 07 0 346 LS008 Wi s « TR0 (AP S A 0D b
9T BOMPF AL B TS R A PIRR S, TR X508 TR A2 T R i 7T R A R de S
5 BEAR SRR A7 T R R R FE AR K A7k

2. EFHFHRMAMMEETT Bk MR . O R R RO R SRR R Z AR,
HERBmHUHE 2 Bt R AR K. B, XX Sam AR B —J5 & (RE— 4R
IR SRIEAT S0, TOAURYE 38 MR BN R B SF AR AR IE AT R A 0 B, DA 2
SRR ST, & BRI T T ENAY (BREAR, XEHN. 2F R ERIERKN
Hi. 7B AALEE FE R FALBE E R SR 0 A

3. BRfRIATT RMFFERITE S TN T BEFRMARERZNZER, F—HMER
(K158 X A — PG T TR R — M ARG TR BRI ESR . £ TRILE
FURIEERE L, R RELWEE B EDIREY (0 8E KR O B EFAECRBIER S M B H
KI5 P BUBE AT RO AT T, LU EGIT T RAMEEUS -

4. BRIRBE ARERAFXHSTRAKRHES THRERALEHEERNALHKE.
X1 RAR R AR B AR5 5 B I 5 PR 58 2 3 MO AH ELAE 3R T 42 7 HLI, R 72K
FEA RSB ITHIERE b, 7T AR5 B0 B 2 PR S B b R R o X645 A RIS
52 FRIE PR 1 B0 (0 B B il 2 HH S B TP 5 AR S AR 90 Semg 4R 4 T B B

B2, BBt R AL N EE A RER S, RAIK AR AR K 2 W "R AR
TS | T R 2GR T BRI TF R iU e RO TR L Y77 IR LA 10 VA R o
BEEMNMAG. BEEREFRARRENEZRENDR, A RENE AT ERFGREZR %
IR 9544 2 o 1 H N A A TR -

A B &

RS AR SR S R X 5 AR IR T, RANA G TR
BRI 3UR R R EA TR R P EAR . AMALRARSZA—A
AAHAL, FERRARRORR T, R4 AEFRED LT ELESARR.

B4 B R R &G RAED B RRRK M AEER. BB TAL Lo
FOS A7 P A 40 R 8 45 0o 0 R 80 B , AL ST VAR AR 0 B ) 4% 00 T 6 0 e 7 R 89
AE. REREESH SHED, FROAR. LRXARER, 3 ARRER, ARkt
Aok A

E#RALREFOEANIL—, TRINHARTERL L. LR OIE,
Qi RARROD LA PR REERRE, Ak, EFEEF IG5 BAES
BB,

E¥EARIT—AYhRENELFES, HUEFHREERFEFEAF0
ERUANEHRRAER . BRAEFLAFXBLARATHEFAEFREFHES, TRAE
A\ AL,
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B AR SR

F—T AXEFAARSEENE

£ 20 L B, RARCEmE R A AR e S EER, S SIS %R (deoxyribo-
nucleic acid, DNA) 8 H 5, 1B [m) Ak Gt ik i 8 B OB YI i . 1944 5E, Avery. Macleod
A Macarty 822507, HEEMOGIE B R IRBISEMEA T F AR R i R R TE KBS S
R FRE R B R B A I B, WE B AL SR P 1 “FAL R T AR B AR, 1 /2 DNA, Mk
9] T DNA 2i&ED.

—-. DNA 4> 15548

1953 £, Watson A Crick NI RG4S I X S 2k SR AT 5T 5L 560, #EWIHH DNA 53712 [ £54,
BUXUBRBE S5 44 . W 2-1 FTzs, DNA IR0 S A% B R (nucleotide), ‘B /ELIE— > BLFE
— IR — R . BERRES T — AN 3 Eﬁélﬁ?%ﬂ#ﬁgﬂﬂﬂ%—ﬁ\&ﬁm 5 BKIR T
W ITIX AL 37, 5'- BEFR A5 (3', S'-phosphodiester bond) BB HWEER—F L RERE. &
ZEZBRBERER —NKIA 5 K (5" end), H—DKUH 3’ K (3’ end). FELEHMRE
B PAT = R JE S84 B DNA XSURTE K7, Bl — &M T7 14 5'—3", 73— KB R R KR
35" RZERR P AR EEAT WA R E P, IO FE IRIE RS (adenine, A) Fl 512204 (guanine, G);

3.4nm

B 2-1 DNARIXIERELE

13




& \ Notes

FE AXEERA5ER

W e A0, 45 R BE (cytosine, C) F M iR € (thymine, T). WM FIMERE 22 (8] W] B 4P EC X FE RS
B, (HXFECXT 2R H, Bl A F1 T, G Al C HHEECXT, — AN RA — T (base pair, bp).
ASGTZEAN2AMEE, G5 CZHEN 3 MER. FAZEKTRENEDXHENEBIERK
R EAMNIE. X A5 T.G 5 C B R GLEH T 52 ff DNA &1, ARI T I EH X
AHE, G M C B FAHA; Eit, ol LUEERES GC ME S RHEHBENA Y. Fll, X
Fh4l il DNA ] GC & & 7 42%, HIEA D 2: G, 21%; C, 21%:; A, 29%; T, 29%. FIHABHSE
DNA # 1 H %} (complementary), A] AN —& BRI A IR 5 — & BEMLUR, R — &8N
5'-CAGTTCA-3', W 5 — %% 5'-TGAACTG-3'.

BAL(E BAEFFE DNA P iR2E 22 17 51 (— 28 4544, primary structure) |, Bl DNA % -
A.T.C.G NFGE I HEFINT . /A —&% EE 70 8 % &R 5'—3' 7T, it
77 [ & DNA E %% DNA 2 FH . 24HiE—4% DNA % LB MR, BEHA—1
“p"RFBRNEBRMNMZHRMBEEE A, it CpG F/RfEF—% DNA & E— M HFEEE
—AMHBRSE b fi—A CG Bt TR ~"—% DNA # L — AN Mg 5 53 i —14
SRR e AR .

DNA 4 FRIXFIURREHAA N FEERNAEWER X

1. DNA # FHIREFFIREET ARBEEES ¥4 DNA 4 FKEH N n Mg, #AT6E
H 4" FHEFIFS]. 75 DNA 8 L, = MHAER R — B EFN, 4 Frigdk UXF e X4k
4 =64 NIBEFES, ANFKREIBEEE BB LS K A FHEF K 28 58K £ 238 DNA F51
ZH.

2. DNA S FRITVEERE T MEE DNA EHFESMNER DNA WETHELHL
AR A R — & FTEE M ABAR ;. K1 718 DNA XURBER & — & EEM — &3 & K 78, ¥R
5245 B 2 1l (semi-conservative replication). 41+ DNA 7> T2 B|#4a 0, R s 45
(IREE, FT7E DNA S RIS /E T, DLERNGE A AR B Hl 8 EL A1 JE I3 4746 ST RS2 4R 10
W .

3. DNA S FHINEEIMERAR S FEMFROBER—"HFH#L" BARREHEM
IEF A DNA [BsAE B b X —45 4, {1 5.5 DNA 7] LI7EE 241 DNA B &9 2] 5 5 A3
DNA F¥31. Southern EN#FZ%%Z . Northern EN#FZ%3Z . PCR HiR. A T & DNA K. DNA it i
A%, MEKERE A RE, LB FIRA, A=A H & TR 5 A 4347 2 R Th B 19
MR .

4. JRIELEMT A KARZ DNA SEAREEEANEHER FESBRTREMTE
LTI BRIE S TR A K A/NNa g1, R EZE DNA 5 &R E FRAEERRZ
HREFRERF (motif) 5 KAL) DNA H4 AT R IEERN.

B2, DURTE FPREE B AN Z5 /0 ) DNA + FHEN AR AEEERNAEMFR L. ©
RIS RE A, AR EE XAMEINES, RUEEGNER, bEH THAR4L
iy AU A AT HE I T .

. ANPIEIA DNA JESIEFIE

ANKFiH DNA ¥ T AKEKE 4 (genome), B HIFEZIEE 4 (nuclear genome) FL K4
# K4 (mitochrondrial genome), WK 2-2 fi7x. #ZIEEH 540 iz 24 A R4k (B
1~22 SHE AT XY P& G xR 24 N F DNA 4 FHig R4, 8%
E K4 DNA 499 30 1Z/MBEEXT (3.2 x 10°bp); £ kit B 40 R 3548 N R 4 A 3 i PR ER 3L
#% DNA 4T, BlZ;hi{& DNA (mitochrondrial DNA, mtDNA). #[X 4+ DNA AR E T
HARMIIEE, FEA W TRIESFS:



FoE AXRERASER

ANFEFY
I
| |
BiEREA SRS
32x10bp 16.6kb
20 000~25 000 37HH
FeP R EE R RS 2/ RNA 22/MRNA 1342k
BRI DNA HRH A HSEE
F—BHEER
1) =T B—mg FEE
DNA DNA 5 ¥ HEER
EE | |[EEAFE HEF BRREER S
EMFT% BURSES BEH
B 22 AFEEFEBHIHER
(—) EBER3

5 S f1 R PP 51 3R A B 46 o s 2 19 1) DNA 731, B2 0L AL A 3 7 ATG, 53—
WA 4 LT T (TAA, TAG 3% TGA) . ERIHET 7ML L T2 A DNA 5 i 56 K
ANFZEEF TR, XF DNA 58 4 0] 32HE (open reading frame, ORF). k& i, —/ ORF #H
G F A, R AR RS RNA EH, SRR E R R, 5 DNA X
TR O AERIS RNA. JE% 1S RNA 45454 RNA, 4l tRNA. rRNA. snRNA (small nuclear
RNA), LAKIFST RNA, @758/ RNA (microRNA). /M4 RNA (small interfering RNA, siRNA).
K3E4wAS RNA (long non-coding RNA, IncRNAD %,

ANEERAM 30 ZLEEFRITHTA 1.5% FH A RBEAFRNEEFS, 41 5% F5H
EmBFIREEFRFS . BRIHKAHE 2.3 TANEERmLEE, 6 T£4 RNA FE 1.2
IAEEE . XEREF IR S e SRR — B A IhREMES: DNA 75, LRt TH
fbEE A S F i, & LR EE R ERA FEE DNA LM EES ML ERBFSIR (3 M
Jofs Bk, B BRI R R TR BRI, NI SBHHFZEFE A= ERRKEARY . &
BRI 7E g o fhk b 1% BE AN 4 AR BEAS Rl e ik T 5, 0 S AR KOk B A e 5 4 & 2K A,
19 122 SRk, HEAaAFERTERBRZ NHEEYHE (gene deserts), 1H 2 W] FEFLE
EEIATFES, Bl 4 7018 SHAk. JEREFEFHIRIEERFE A P EREF LS4 DNA F
5|, A5 2 5] () DNA F3 (intergenic DNA).

(D) e85

DNA J# 5] DL B LR 2 R 20 2 H 3R A9 IR 3040 b B — P81 (unique sequence) FIE R /F 5
(repeated sequence). H—FF| RIiGFERF A+ K HHIL—IK ) DNA 551, Bl %45 1 DNA J#51,
AT AR R AR 50% it . ZEEFE N E—FF), EEEFF R0 2 —F5; MEEEAH
FUERNZANE . EEFFRBEZFAPES HILK DNA P, FEFRHAZE/D 50%.
MEEERBATEERFI (ERRB10~10) MEEEEFF) (EERE >10°); B
HEREFIREM S Ake AT h R RER TR HEE 5.

1. BELES 55 (tandem repeated sequence) XRAREEAT—RMFIEREZNES




Q)
=\
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8 AXEEA5ER

FP3, ZEEPFER AL Wkl g 2R EANEE, RUARKERERFS| NES B,
PBLRHESFRBBE - ENREEERS. —BRKEN 2~200bp, 128 E T HLLK/NAT4)
H=AFEETWK: PE DNA, /hEE DNA ffg 2 DNA.

1) T & DNA (satellite DNA): HB KR EXE R DNA HFI Ak, 43 Fa7E 100kb £~ Mb
RN EERMTTURE—/MTRMEZTFRFIS AP EERMEERFS . TLE DNA
REEROAELRFLRERX, —BAER. 2 DNA SR WEFEHER.ON, TE DNA
ALl 5 B4 DNA 29, AT LLE L DNA £#H 2 MEF /DM EEH, X2 H T A DNA +#
GC HEBADTEWHB. TE DNA MY THEEM ARG R, BRCH « TE (XFRaDNA) fFET
i etk b, BRI 171bp EE ALK B BRA M A L R YR 34, HES
BAEE SR RRELNEONS G A

2) /N DNA (minisatellite DNA): FIEF A 6~64 MEHRRMN RKESFFHI4R,
XEEFEFIEAE 0.1~20kb SR W, 4040 T B BBk m s, 4R 2 BARR. Flln, mali/h
P & DNA (hypervariable minisatellite DNA) () E & 47 K/MFF, HILZE—NE WL LFF],
GGGCAGGAXG (X ME—HZH®), HAFRUIATERE, & H1E &~ A\ 40 M+ [R5 E 4 3
M. /NEE DNA A5 —EE R R A4S DNA, 32 H 10~15kb B EK 6 1 H
EEPAIA K, B TTAGGG, X2 e R ombiBsin L, XFh i E R M A F b Th
ft. BT/ NEEARMRBRERREUERTLEMER, W XFRA TR E S BcEH (variable
number tandem repeats, VNTRs), £ ¥ VNTR H24/E & rid, XA REEA LW, H
VNTR A] fE 55 A K.

3) 4% T & DNA (microsatellite DNA): B 2~6 MEH B h EE HALK LBCEEFHIH MK,
ENHEEZ, 2B TERADS, NFAELEEFF (short tandem repeat, STR), — i BB
fEE LR bR Y REBRKBHRERK, KZHEHEIIM=4EN. MEFRESH
Pl R B MIKE, 2 5B 0.5%, MBI R : CA/TG EH A 1/36kb, AT/TA EE
4 1/50kb, AG/CT EH 4 1/125kb, CG/GC EH A 1/10Mb, CpG ML HR 5 T FHA % 2 &
FH. MTE DNA WEERXWAER, HESMEIEREEHANRER L. AEMEE
DNA A7 FEEMGEFF, BHX 5 TEERsIME A RZE#E. WC6R), F=AHREREMN
HAERERFEME VARG RR .

2. BEEE F 7 (interspersed repeated sequence) XHBEHFFIBAENM G TEEHN, 4
R KA ) 45%, K EHFFIHC R X AT 40k M BUE o/ (short interspersed nuclear element,
SINE) I ##F # o4t (long interspersed nuclear element, LINE) .

SINE K EF7E 100~400bp, H¥& NEATE 10° L L. 7ZE AZEFE A SINE (8] F3FE S 2.2kb,
NHETEEA. RFMSREREN, EZERN S FPHE SINE, HRALFREXIEFA. Alu
FF5I2 SINE f i BRI %K, bR AREFAP S BBRFENERIFA, 20 HEFEAR 10%, 4
B Alu K. Alu FF5I1K 4] 282bp, RRITFALH Alu FFFHE iR, BT EFFIREE—REIHE
WYIEE Alu 1 RT3 AGCT, B4, 498 50 T~70 TN . Alu FFHFET ALK —
S R KRFLE A, Bl V548 ARX L) P 5E R 4 1 EE bR .

LINE KB 4 5000~7000bp, EHE# N % 10°~10* K. W Kpn 1 FKEAT i PRI A D18
Kpn 1 18], S HERFEA . Alu F3F LINE HRES SBER, ©I0E NBE R EEA
A Re S EEREKE.

X e e B 71| ¥ B AT % BB U4 (transposable elements), fff DNA ATZEEER A M BH—2%
REEEBR S — &AM, B RA R B FATER E S (transposon-derived repeats). 44
8 Uil I 40 8 T4 (exonisation) B A GBS HE K FR 51 1 F , A Lokt B ok B dEgmid i K e
FUVER, tniA#E o . microRNA R X EF A%,
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bEE N RFEFEA LA ANIEN, MR ERFHEEFHOERE. FREFSEE N
& K (segmental duplications or low copy number repeats) £ &5 F& K 41/ 5%, ARG AR K B
RafRE R ESE . XREF A E/MEREE I H 2R (copy number variations, CNV) 4R
R B AL RA R RFIES, 765 WS 2250 W PIUMUE | R #H 5 290 W R E
BER . BSR4 BEFE T (partially retroposed copies of genes) /& RNA ¥ 3A x # % i cDNA
JEEFES DN EFEAFERNESR, \TEAE EHRISEARITIRE, FRN M0 T AR K aiR g
R, BEBRBZEERM TR —. FHIMEEFERBFFIESE (simple sequence repeats) .

(=) 44045 DNA

LR R TAZ A B R o0, BEBAMNBMA . 1963 4F Nass B K ZEXY BN B8R40 ffa
RIMELRL A 272 DNA 4> F, Schatz T [F4F 4 B 2 588 I L KL & DNA (mtDNAD . K440
M EHHTA mtDNA, 94T JLEMLRAAT . Anderson Z7E 1981 FER R T BMIALPLE
DNA J¥%1. A mtDNA &—MK 16 569bp [ B3} P XUEE DNA 201, W 2-3. BT R
EREELTREFENAR, R ERNREZ Y. IARER, NIAREHE. Shifhi
A SLAHE 37 MR, 436 2 AN fRNA £, 22 /N (RNA EFEA 13 M RgREEE . mtDNA
HEREE R, BENETF, WA ESE DNA 75, HE—HIE4HIEX ZZ 1000bp K D-loop,
ERER A DNA B HIFE RO . mDNA B&ABRMEARENBR K, EHES G, &
12 #Z ik, 128 rRNA. 16S tRNA 1 14 Ff tRNA B3R IR MRHEES C, BEIUE | FEZ A
8 Fii tRNA 3B . I FERKAEARYESH MRS, WA REL. R, mtDNA 5
% DNA A, 4+ LR EREAR, fOHEREKRY, F HER AN RZ DNA #ifisE
R4, Bt mtDNA 5 TR X SREAH ALY . DRIMDNA H 100 ZFHA R E
HEFD 100 ZRA R A RETRALER, B REPEHLRENEHRIRE (S LE+TE).

/MRNA
- Qe

HfEK  ATP
CaUibhes Wewmpy \ O A

2-3  £Rhifk DNA 4543

= . DNA &k

DNA St 2 DNA & i3, DNA 1 i & il it F7 18 4% 15 5 A 4 M i or AL i s
T, DNA S5 =24 -

(—) HRBEH!

R B8 2l (semi-conservative replication) J&¥8 DNA & Hilid #2, XUk 4k i e B 55 P8 5%




P
!

= \ Notes

FTE AXERA5ER

B, BAPETRE AR — LAV, EBAMAF DNA XU BT84 F DNA HIF &%
HERE— &K BEMR DNA, B—&2H &I DNA, K Hlid 22 LR ik (& 2-4).

(D) ¥R "EE=H|

TEEHiE RS, DNA UL S =BT (JATP. dCTP. dGTP. dTTP, 4#% dNTP) 4 5%},
7 DNA RABEAL T EmFE. BT dNTP R RABERE S R EREIF M 3’ kR 71
¥ OH I, BT DNA S$|75 %k 5'—3' #1T. DNA EH1R W7 5508 AT, #HT0a 5
fil. DL 3'—~5' DNA AR, & 5’3" FREEE S, HERR, SHRETH, & RIFERR
A S8E; UL 5'—3' DNA IR, % 5'—3' F kT &%, £&M—B DNA F B, £ 100~1000
BRE, FRA Xy Bt (Okaxaki fragment), DNA % 82 451X £ XI5 | BUE Bk, TR S 8 %
B, ZNMEHLI R B, SRR A G . DNA Sl —&% (3T 55 AELEH,
A4k SR WA ESE R §, Kk SE 62 ANELN (B 2-5).

T
&T--A
A'(I;
o
G---C
T-.-
N
Z
N
G C™
C--G <«~—Rl—> R2 <«~—R3—>
AT oL [ 03
'I‘ e -
T - A C i
G T
A G o~
A _c.c —_—
—C-G i
P T N
T"A —— —~——
AT i
T+ A l F
8 P \
GG AT = e |
T---A /T/G"'C \____//
) —_—— o..A

B 2-4 DNAXEREBEH B 2-5 DNA HIX [ 5 $l

(=) EHFNEHRE

EAZ M i) DNA S 672 SHlk A, £ MR A E#1TH DNA EHIRBA—NE
il B8 JT AR b B F (replicon) . AHAN A E Hli2 s AHEE 30~50kb, ZER Gt F, £ 2+ R
HATEE, M T EE XA 34T , 76 Pl FE ol 1| X (replication fork), AN E HI X B EIL &
AR, EHIZ L. 25 DNA S DNA RABAEZ, i BSR4 K2 DNA B
8 3 7l DNA X585 o, DNA B 2 DNA K588 f Ml ¢, LRi1k DNA HH|FIE5E £ DNA &
A8 y. JLAh, 3371988 (topoisomerase) . 5| K E§ (primerae) . EH:E§ (ligase) . LA HE A
(single-stranded binding protein) %5#(2 5 T 7 DNA K& #|, Btk DNA S HI% B RS 7M.

. R REA B
Fif/R (Mendel G, 1822—1884) B AE2¥ MIBLHE A, A\ 1857 4 TF 41 IS 4T SR,
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i 8 FEMFAT LTI, BGH T AEYHRTERAT P AZ R HIEF 1R, 3 Hi 8% B T (genetic factor,
BVERLE BT RR I ZE D) 7R AR TR M Bt i MR, T 1865 4R T4 K 1IN - B A AN E e
A4, 1910 4EBE/RAR (Morgan TH, 1866—1945) 7F & # /R O BE R SEA E, FFH Rag 72288
LAY, BRI T AL R FREBNA SR . SRR B2 B B A DL B R AR H A
BT BRI F I = KA, 3 T A% B R .. X=RMEBAES
TantEd, wER T A%,

(—) pER

£ ARRET, BT & BemEY), r=ERR R, Bt sR 2] &R R A2 A i
AR X e, B TRR, TG AR SE R, BT 7 MR e RAEZAT E R
AR BRI . PR (trait) BIAEDIEET R HIEE . DIREENAAL B A ARXS iR T — L8041
HHFRMR, BIFE—AMEAE BN, A REFII 34, a7 xR b a7 R 7 R
., TEMHRE.

o PR T Z AT SR HE AR B L, FE N FHMIAT SEEG HEAT T 3 AE, M2 H T 4> &4 (law
of segregation), Bl AEJ7E AL FA 4 MU TE B #2 o, [FIVRZ B0 |, 20 REAAS R B 2L 40 g, BD
AN T AN L U SR AR B 1 [ R e A o 1R — 4%+ 00 T R R S 4k b 1 5 o R BRI e Bl 2 4
B, AR EE R EMER A —A T RN, HE-REERETRTE I ERE,
XA S B, AR B RE — e AR TE A T BN Bt AT B R R, [FIYR S A
153 B R 4) B AR O 40 i S A

(Z) BB4EsSE

FAREIL BT 2R R, R ERW X SRt AL AR, BT 1414 H (law of inde-
pendent assortment), FAE LW AR SE R BEAT T BAIE, BIAE M)A TG rl AL T 40 B B, AS R %o (9 2 PR g
SEATEN, WA, BENLA S B — AN EE A 2, AR OD SRS R . B R, JE
VRS (AR 2 A SE AL, BEALAL S HEN—ANE T AN I, 3 19 P 24 O 40 23

(=) EF0zz R

20 tEL2H], BE/RIR R L Rl S o SR A 28T KB, I T B AT HeAR, AR 8L
. F—&R A AR AR EME R, M T — % B#E (linkage group);
YRR Ak LR E S B AR A . EATHA M SRR, RS AR X B iy
RAA Y, FREEMBRAEEHTHE, X2 EBMT .

[ 90 e £ AL P B 0 R R R 2 TR PR A B R B 5 2R B TR A BE B 45 5%, AHBE U, R AEAT
B a Rk, FEEAE YA b [ BE 25 JE EE (centiMorgan) i AT RIR, WHWEH 1% I, fE
Bk 1 JEEE,

F-7 EEARERZESEE

—. PR

R KR A AL DNA FPFI R B, REHMEZAMPER S RRERAR, NRESLSR
FEFE 5, T B 4 B PR 51 Rl G R 5 9 58 2 44 i, AR SR BS54 S i 51 B, TR X e
PRl SRR R IR EE K] (split gene) e ELEZZER EEHSM BT W& T AR P54 R (B 2-6).

(=) SA\EFHRESF

Sh & (exon) ZHUREE A IS5, A& F (intron) Z2Z:F A K ERLFS, A&
TFHEH TR mRNA 2 B4 B V)4, BHIATE mRNA B . HE—KHETINE 7/
W& TFAHB, 575058 F P E T 200bp, IEHLF 5N & T F KA 3000bp
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HRRHEA R IER
CAATIE TATA’El l
 seF HBT HBT
S Horiop e i e vl

IR %L PolyAfR S
M2-6 FRERGMEXE

A, RS BTN S FARBKMEER K/ RZFR: B8NS TFRERE BB, BRI
H—REBERKEAE T, HTASTHRRKFIIEE SN SERN MR, B, 5 FREEk
IR, BREFEF TENAE . EHREFNEANINE TSRS FRESLEL, 4
A—mERTHEARS, AEFNES, NN ET S mKE MEEREE GT, 3 Ui
PIAEH RS AG, IXFEE: 7 KA GT-AG U (GT-AG rule), 2 EA% 40 o 56 (R Rk
BYDI & FHIPHEA B FRIEENLE . AREEKS B FRASFREE MK NEARHEE, —
R FEIEOR, A8 T#% . Filhn, B AT K IR 2 FL RIS 37 BAE (Duchenne
muscular dystrophy, DMD) %[5, DNA 4K 2.5Mb, B 80 NP &7/ 79 NN & T4 B, cDNA
2K 1.1kb, HET9RI MR A R4 FER 42.7kD, DMD R ¥ 5T i — 4 553 1) mRNA FE
K516 /Nt '

R, R —RIGEFIREE DI B FRNE TRIXRIFALEEAZLEN, B —B DNA F
BITEAE R T — 2 IR RS R & P R — AN BT, THE S —Fh 2 BB Sm g PR i 45+ o )
AIRER W E T, R HTEEAN F R R TERR . 4528 R —EE T LU= 4 5
MERELHERY, FEEZFIREFRREN—NEER S, FINEERMATTHETREF
EET/NER, BPER N ER . Flin, 2417/ RNA (small nucleolar RNA, snoRNA) Bl 2 N 4
THREKIER NER, & EFEREYFERROREZ —, BRESRREEH N6,
1% 5 tRNA 444 . 7% snRNA. tRNA Fl mRNA ¥ 33 J5 B 1% .

HERAYERA P AR RIEH ] AL ThREHSCHIER, FRMEE KK (gene family),
{EL 5 BRI 5K TR & 7 B 22 (8] B AR BE RN A 2305 AN ), ‘EAT0T LAY B A AE %6 4R Bl [A] — S fa ik
by AT AR AT o 235 PR K0 1 i S B o ) A A A A S Rk B R R X S, FR A AR
BKl#% (gene cluster). XL AT RERIN R, BIEAFR R BN BRE, ARAELED. #
WA a1 g B3REAFERE, o BRESZEFRMMIIE ¢ ERHFIE 16 5564, LRAAMR a BRE
HEERIE; pERE OEEE R e\ O Ay F0 6 WANEEEHEFIZE 11 53tk b, SLRAR L ERE
HERE; SIERRRE A RYBRFE GERENFANEER) . F— LR w6
IR H, B 2 A7 J L&A R ik b, XFRGREFBFK K (gene superfamily), il HOX %
B2 B 38 MNMERER A R YA ZEE R, S AE 2.7, 12 70 17 S 4tk b Bk, R FRE
IS E— LR A (pseudogene), & 5 FL4 T RE I EE R 5 AR LT A Re R IE B B =M i B
B REERRG R RERE —E I, F et i FREEER SN, fmGF58iEE
O RAERE, BN T mRNA REFH cDNA, —BREB/DEEREFTTFER BT, %
ARERATHR. Bl a REOEREPHREEN va 5§ o« EEMHEK, AE2BRENS T, TTREL
cDNA f@A T8l BFEE ] 55 DhRe f) 3 EES, 1 aT DL i 3 (644 5 A7 8- A4 A 5 J8E 1 5 16 B
FHIHAL. RERSHEZEY PRI T RER, mTHRE.AEA. V3 EA KA K RNA
FIRNA RE K EPHFERER.

(2) ERS

BHAEZEFR 53 wmEE i, BE BTG —NMEFAMUESE — B F
[¥] DNA J#%1, # A # 7% (flanking sequence), S5 E3h T ¥R T. VIR FALILT%. B
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B FHE S I, B FAE 3 B ORI REAE 5 B 3 Ui IX4E DNA [FHIR SERERH RNE
BAEH O, X EE R R AR EE R

1. B3hF J33)F (promoter) ZHE K 5' bis— B¢ 7 ) DNA J¥51, H—4 5575 T %dE
FE— AR E GG FIH LT — AN B a7, — B TR R ik 21 B 100~200bp 3
H; %xET 5B TEE)E, WG RNA BEE, £5 e B RNA A . BalFH Rt
Ik ANy = b e vy oo 1 b 3 = e vy

#0y J3 3T Ji4 (core promoter element) f& RNA A Bt 4f ¥ 5% B L 75 B B /M F] DNA
5, A FEH I S TATA HE (TATA box). TATA HERAL T #RiE 4 i 5’ i LilF —25~-30bp
R — B BRI, B 7 NI, B TATAA (T) AA(T), HHEAMRER L.
TATA HERE 5% F TFII4 &, 5 RNA REBIEREESY, MM IRA XA, B3
R T %O 8 3o B /e F iR ReH e 3 il iR A AR R KR B R

k9% i3 3h 74t Cupstream promoter element) F55 CAAT HE (CAAT box). GC HE (GC box)
PR B R e I B R o, XU RT SN E AR E T4 SR AR R AR
CAAT MERAT T-HFEIA 5 5" 3 bl —70~—80bp H—BRSFIF5, i 9 MEEARK, B GGC (T
CAATCT, HHH —AREA LI, CAAT HERESH % T CTF 44, REEFIUE. F—
SEIL R B TATA HER] CAAT #E, (HRFEE S G Ml C ZEMIFH; GC HER B GGCGGG A
i BESHRET Spl &4, Rt HEFRERE. RRERK BB TFMEARR, KO EHEAR,
T 5 75 A (R 2 H 1) RAK TR & A AH ]

2. #58F 3R T (enhancer) & —NMEFFITH, R SR EBL S, ERHHTM
WITF 2 MR DNA 5F, BB T R4S RARE B THASEORMEER. R85
RNA EABAHEAEH, MR ER MR . R 785 100~200bp K, B THAM AL, 2
A% OV AEH R 8~ 12bp, AT CAHLEE NI £ 3 N BB XA, WRT 5B THEHRXA, B
B TR FHE R L, AR5 AR E  BOR T AT LAE R B R AT AL R, T AL sh it 5 4 B AR
R e, oL 5'—=3" Jrla, AT LR 3'—5' . (B985 F U5 8 sh FILRIfFFEA B
RIER, AR T, WR T ARG, BI6E FX R FEE™HREE %, TeE
W AN R R B F IR

3. MEBTF YIBRT Gsilencer) & —FpftE iAo, H 55k FRAREZALUGMHR,
W1'E BIE AN B2 50 7 1) RO B2 i, b AT S8 B B R AEAE R R T X SRR SR R (0 ROk R T AE A
{H L Th 8 R R & Xl B 7 45 A AT BELT 389 58 % S s Bors BRI AE L, R sl R i 3%

4, #&£)FF  #1bF (terminater) 2 HFFE /751 AATAAA Fl—Bt[8 305 41 i, AATAAA
REZERHER (PolyA) NG S, BISUFHIE R G BUR KL, FHES RNA REBH4LER S,
BRI,

. REHEREGE

FKHFIE (gene expression) && DNA J751 ()38 f% {7 Bl id 3% 3% (transcription) F=4 mRNA,
Z 8% (translation) A ERE AR RE. FEFRFIAEMRHFILL MR (colinearity principle),
Bl DNA HI&HEZE R LABRE: = B {4 (base triple) FE 4% 0 RNA MM ERTFS,
RNA PAERS T (codon) B A AR L T HUks € 22 BRI MR IR F 51, iIXFP DNA—~RNA—~HH
T HAE BAR 3 AR A vEN . BT RIR T SO REE, G LL RNA 3 0B & i DNA,
R bt A5 {5 B IR 8 7 a4, 7T BA& DNA ——RNA—~&H i (B 2-7).

(—) BR

¥ 3% (transcription) J£ i LA DNA XUEE 0 — 2 BE N AR, Ll ATP. CTP. GTP. UTP 1E4 J&

Notes }‘ =8



FE AXEERA5ER

¥

EBAR

B 2-7 AuliEm

KL, 76 RNA B SR, d&h 2 B 4h 7 U5 B RNA BRIt 2. R R EEN S, #
KT 5’3", ¥:3% 74 RNA FIREEF51 5 DNA BitEE 54, RIHESREE—2, R 2 T #%
BT U. HIEERAEBREEN A H Lk (sense strand), BMREERR A [ X EE (antisense strand) .

B4 R — /N4 DNA K T2 M #5455, DNA B A7 oAU #h /0 A 6 3 R 4
DNA ., #X=%4 =M, {518 RNA (messager RNA, mRNA), #Z##{A& RNA (ribosomal RNA,
rRNA) f1#312 RNA (transfer RNA, tRNA), EA17r 52 1 RNA RE 81, RNA &8 [ fl RNA
KA M-S B A mRNA Biife(s BAABAEA . RNA BRI B 81815, '
g, &1k =B

1. i2%)  #%ZM DNA 737 Lisee 4L, BRI F AR, X2 RNA KA B IHGIH4
£ DNA 5 FHIEAL, BIEE I M. EAREY) DNA BB R EME A, H=F
RNA R-EMHE B ORIt s R,

2. HEREHMEMHR AV = RNA BEBHFELS NSRRI FKE T4 6
FKRIEE 54 (initiation complex) A BEFF 45 F 1550 . RNA FEH A R OB ML F T
(f. HFRBE GRS, BAKE—A=BHRZH N 3-OH 55— DNA SR Aex i)
=BT RV Y BB _AESE, R MR E RO E—MIFE K 3'-0OH 5 T — AL =5
FRAZET U R — FE R, IXFE SIS R 540k DNA BEAMYIRN], —AN— AN A =&, H
T R S~ g |

3. &I HEFGRIGHELL, FR% b FHRE DNA B —F €51, & ILE S A4 6
#ib. FIZ4EY DNA R B IE S HERM, —MEMBTREOREFRH&LL, 5—%KE
Wi B B B R A RE SRR &b, XA BO R T AR B ER 1, EHE IR p 7. 2R, Bl
X EZAEYIRFEREIEIR THAARNE . — N EERE R\ THEREE 20804 RNA R
N TS, PRI AR M 8 W =i 37 AR S AE B HE

(Z) BRENT

23t ik F L FRB B K RNA BRYILFERA, FELIL— RFUKIN TR mRNA
A RERCh & U IR . I T — A EdEETEE. niE. mESELE (K 2-8).

1. BYHE (splice)  ZEF IS BFHRIA & FHFRUIR LG RNA #F 4574 7 fi#% RNA (hetero-
genous nuclear RNA, hnRNA), BIH: ¥ & 7 [ RNA FRFIV)HE, ¥4 27 ) RNA P3| # &
KSR, WEREEIBTRMANEFRELN GT M AG; BIERI N GT FIASEHIER T F5)
20 % T BY B4 A5 (splice donor site), BYFEZ (EH AG FIARAR BT R34 A T BTS2 444 i
(splice receptor site), TEHT N & F R F — MR FIFFIFR 5 S EBAL (branch site), —f& A7 T AG
i 40 B RAL, IXLEFF SR EL T BYHAE S (B 2-9), B4 Aoz P 1/ MER % B 1 (small nuclear
ribonucleoprotein, snRNP) iRFIH- 454, TE B BY B4k (splicesome), FVIBRIN S F. snRNP £
/% RNA (3t 5 Ff, Bl snRNAU, . snRNAU,. snRNAU,. snRNAU; 1 snRNAU,) Fl$F 5 & 4 i 41
J%, snRNP Fl RNA # 5% A [f) RNA-RNA GAEACRT, $5E T B 8E R B 4 4t o

2. hniE (capping) RFE{E RNA HRA 5" ks E—41 7- FESHR, B RNA K 5
Ui, BRAINWE . HNWE IVE I ZE T ORI RNA 324058 %o bl B PR BE AL BREE 1 4k, M1 58 mRNA
MIASEHE, HFT mRNA NG MUAZAZ % 040 M iR, AR 40 B BR P B 8 A iR il o



F_E AXEFRA5EHA

I R ——|

BHT HBT1 KBTI SBF2 ART2 SBT3

* 23
El E2 E3
B RNA GU---—---- AG GU--A
t i |
By ={GU------ AG] [CU--AG}>B111
El E2 E3
!II[ /III!/-
\ \ * / !/, //
\ A\ / /s,
\ \ / /
\ \ Yy 7 7
oA ElL N E2 E3 7
FRARNA m'Gopp I ro'y (A)

B 2-8 RNAmITEf#

jUE: A By
g Bk L
) —ENSS
\/OH .
¥
(1) 53y
(2) FEBIGE, BHERER
ER
T (O
e AT
(1) 5'omurs
(2) FEBHEH
s w o ()
NN A__AG

E2-9 RNABI#HLH

3. MR (tailing) RIETEINIEMKI AN, RNA 324 3 WnER HRESHIEA T, 22 KR
H 4L (polyadenylation) Ff{ iK% 200 MR E BRI EE, Bl £ R IRE R (polyA) B. MERTE
3 B AFRABIX — 4 6 RS AAUAAA ({1 T 15~30bp HIEBALHN L polyA. polyA {2ift
mRNA M40 fud% ) 40 T KT 5532 , 58 e 40 L% mRNA 43T, A F T 28 A %] mRNA T

(=) #nF

#1% (translation) 24§ mRNA ¥ FHME LB FFI NI . BB mRNA M0 3 41
FRUF AR A B 1 mRNA Frifatiiofs B, 18 AR M B IA M. B8 mRNA #0875 58
PR IR, T 5’ WA 37 v 2 JEBH X (S'UTR Fl 3'UTR), BHAFE MG BT F5, H
FELE 5 HRE IR 3’ MR F.




ﬁ X Notes

FE AXERASER

1. BEERE ZHIKEEN S R ZE mRNA. tRNA AR A E/E R FHEATH) . kR —

A~ IRNA- EHRE AY), H 60S F1 40S BN . AZBEA K /N IR 5] mRNA 5 % ) “iE
F7, #5%& mRNA 738 3h 38— MEHFE T AUG; R AUG RA R AERGFE R 57
%] GCCPuCCAUGG Y, A B — MEIGE IS T3 B0 WWIEF R EER R AUG &
BFZER G, UREEZIE = MEFHRAER (Pw), BIFE A, ERFERFEFE, £
i (RNA #5705 € R AR, (RNA L RESFZE—R5 mRNA EEAMNOERS T, R K
WAL A /N EEETF I K it & ik EE . AN AR L B Bk B AL A 7% 55 0 A W R it
ITHRIZIEFL T (UAA, UAG, UGA), 1 % B MAZHE vk LB >k (B 2-100. B3R+
e BANERE R E— A mRNA 43 F E#EAT, MR GF/ANEZE LA AL R—4% mRNA
¥ EHATEGE, TERE REEAE, RS [F) 2 BB 1R 2 R I Z KR . mRNA [ 5" Skt T
B A KR IR (NH,), it 37 55 WX F & E R KRR (COOH) . VIgHE N2 N
BB T, A GEERUEA — e 2 M S FE A B . BRSO 3 AT I T B

A. BFEMBTB

@3) 40 mrva 3
mRNABR R @ =

40s/NIFEE A H4Y mRNA
UAC

|

GTP |

60s K TP 3 J

CAG

=K

AAA
E %F
Phe

Met

Met Leu

ST RNAZEALL 1, AMEERZ BRI, otk I TRNAZAN

FmRNABEI3 M, 551 MRNA
HENIE Y, S22 MRNAGEPAL, A |

1728 4 fR 883 MRNAREA
C. %1k
/
GCA
E

Mot | Phe| Leu} . | Asg

- [A] %%
bo3 ek SE] £ IR BRI, B
KIHMESRT, TOHIBL BEHRTE E MmRNA b
tRNA, BE& (- fiff

E2-10 #|FIE
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H .\ LB BERRAL BEEEAL AN BED) 158, DARI 4% LA B IREE 1R B B A E — P 4T B TE AT 18 1
TR,

2. BEEEBIEHME DNA 45 FHE=EEA K — B E %6, XTNT RNA 4 FIR%
WBr. BRST9E 4 FiREE, o7 LA 64 (W) NELT. TRERRE 20 F, BNEERT
BHE=ZANEN R FRERAE —NEBEF RERMLARSNE 6 NMEET, XA
[Fi] 25 R G i3 [R]— S BE TR AR ME R O 28846 B () 187 1t (degeneracy) (3R 2-1). mRNA )%
HFH 64 4, 4T (RNA R FESTH 30 4, kit (RNA IR FEFH 224, HEERH
FEFE T (RNA IR ARHIZ AR ER . KT HEWN T REW TR LAY F — MR 2R
(wobble hypothesis), B[l 58 —F1 5 —BRIEHENE A-U A G-C 4, 5 =mlE ] AR 4“2 B
G-U fic*t .

* 21 HEEEE
Wb | Begpee I
wﬁm S —c s e obe
Uuu Phe Ucu UAU Tyr UGU Cys U
v vuc | %W | ucc Ser UAC % UGC | kBt C
UUA Leu UCA E22 UAA & UGA # b A
UUG 7 UCG UAG A UGG | Trpfh G
Ccuu €cuU CAU His CGU 9]
. cuc Leu cce Pro CAC il CGC Arg C
CUA b CCA i CAA Gln | CGA ¥ A
CUG CCG CAG B CGG G
AUU ACU AAU Asn AGU Ser U
AUC ﬁn;z acc | | aac | R | acc “ C
A AUA ACA AAA AGA A
pi) Lys Arg

AUG | Met | G AAG # AGG " G

el R
GUU GCU GAU Asp GGU 8}
- GUC Val GCC Ala GAC x GGC Gly C
‘ GUA 4 GCA [} GAA Glu GGA H A
GUG GCG GAG e GGG G

. PR YRR

ANEE MM EATBENERY, BESEHHA P ARG EERIE, MARZERZ
TEA R 2R BT RIE I . 40 IS BY 3 X AR BT & B R AN ], T A BN 308 22 7 B B
EREEALRNZREASA=YEK FE SRR . Ei, WRERREEEX T #
NRAE AL, LR EN G R+ EER . 762 80P MRERERFRAFRE
(housekeeping gene), Fl U A etk A IB MM ARAERE. Bk, ZRRE
AN EFREW: OFEF R RNA K% ; @ RNA BT ; @ mRNA 58 e M BRAEEE
@ mRNA B¥ERE B RKER: OF B RHEE B ©F AR EMEREER.

(=) IR ERTHRNRIEREF

FRRIK T Genp R 2 FREALH], SR HILRH RK IR R B0 G . R MR
5 B R XA F Jo 8 (cis-acting element) F1 Jz 3045 I Kl F (trans-acting factor) HIAH B /F
R SEBR T




$TE5 AXEFASEHE

ER B FHAE —WRFFIRSHEREFR TS S, MTERER, XETHR AR
XEATTHE. HIGRER R T 2K 5 sl B F5 K TEME, ATAaEREMRE. EEH
M ER T /B3I T i TATA HE, CAAT 4t B A Hofh— L8 AE A 7o, #id DNA- & [ R4
BARR, fr eI AL I 3R . 4514 288 [T il s v B R A 3R 08 AT R B B R R 3 P 8
ERNTUHEHE - BEZEE SENEERELS S RER.

HEZAHF ) RNA REBMAG AR X, B FESHZEFRASEERERE Lk
MICAE TG JE A & RNA RE B, MM T IR& B RNA. (@ B E 7R R
RIER BT, “trans” EREHRE FEB R CAIEHARAME, XN T “cis”. ZECHAREZHEFNH
F RGP EE — LA AL I 5 IR, XL PR 2 B A RS DNA IR 1 F ok 2 41
G AL, kB AL DNA BFFIAHEER, B ez RBHE/ER, E~RIXLE/E
HRE T EEFEDMALRKE SETrbmmERnAS8 %t RRRE. MNEmAE N
R TF RS R E A — LA S, X B R EAEZE T5 DNA
R AE o 2 R FI AR 45 A AL (B 2-11) . R FR#E S5 DNA 454 M F 20
VUFR, B WLE 2R HE - 2/ - BRHE (helix-turn-helix) FH, H—MEEBREEEREF o B
SRR i, HoAth =Fh A B8 B A (zinc finger) . S Z B 18 A (leucine zipper) FIMRHE - 3£ - e
2 H (helix-loop-helix) (F 2-12).

R E T
2-11 #HREFS5DNAMSESE

B VCOOH
(A) -4t (B) &

(C) mEMbre: (C) Spe--4Re
B 2-12 ®HFREFE5 DNAEESHNEMEERF



F-E AXEFAS5ER

(Z) AZEB 2B DNA BBE1L

B L3 M X, 14 P G A4 0 2 3 B ) PR AR EL AR Y R W R R e e A, — e Rt AR 22 L) (L
B=3), MAE AR ZBHLF DNA FEALSE, WEFEREFKFEESEZERM. 4+
Mg ta AT LUy A L F AR B REEEH, TEREEMREIEY ER%E, 48
JARIK S Wi B, SHEEEFSE S, DNA FREAEER. FEZEENREFRBIAR, 7
S WIREH, SARALERTE, AHEE ZBL, DNA FELAHNT D, 555 REE &3 F X 5.
HEALBUKEERZWERERN—NEERR, AEOCBEBEE OBENEAER
N S E R L, ff N mER— 1R E, REEKDMMES: B FHAREANZBL TP RAER
B IE BELART, AT PRRAER L 557 67 BT X DINA ISR R, TR RO FRBU S B R &5 ), BB & & 2R R
Rk, ABANEZCBHSERFEBIIF+ CpG S PR, MBIEEREF. LFELM
CpG F3 5 H 4k CpG &4 HE (MeCP2) 44 5, AT A F MG FHARA X LBEA
R ARG, (E5 e R 2 Bam L.

(=) BREIRIFERL

—NEREER AN ESE T AT EZRAED, AR RERREERD, BES
AT AN FWEAS. S5EERENEEFEFZ RNA 44 FAM SR KK (C WS
“ZERAEE R F1—L snRNP & A, XL H A AT BT B AR e — 454 T ey R
FFY. EFEZEET, IUTR A[EERIRELHNEERETRES, AR REFRULNE
FARI T HE MGG S, IS EEE (CALO) ERRBHRREANREE, B—N 518
AR TRER RNBE; B4E T ERHR RARIENFESRZH KK (CGRP), EFHE R
MEFREE. ‘ ¥

(P0) mRNA VR EME |

HRRIEWEFEK TR LL mRNA A5 0. mRNA e, B mRNA F12EE R3S
AR AY, BT BE7E S 1) P9 4 mRNA B3 8 R 4= 1000 /552 5 Kp9284L, Bk mRNA KIfa e 3
eXtHEEREFZEFEBIER. mRNA RBREMEZRIABEZHEERZW, TEGFBLUTH
%#: O mRNA B & HIFF 04 (5 g4 . 5 smaEBiEX . gatDX . 3’ SmdEBNiEX | poly (A)
B.5 3 RKmMAHE/ER); @ mRNA 46EA ' miE4E&EA. X EEEA. 3 Rk
BHEX44%EA. poly(A) £&-4EA): @ mRNA MBFE~Y (8 LR/, OMEE. HESs
5

FER BB AN 1 mRNA HEANA MR LS, FAASLEMENERETEARERK, S
—E AR ST RNA F HJH (RNP) Fifl. XFRAER mRNA FI¥E R LAEEK . mRNA
A RK, LT AERHITHENREBE . FENLGEAZRZ58E K, BE LR
W, — AN AT AE L 1010 ML EEA S . XREM mRNA 5 FREB RS EHHA
RNP BRI iEK T A4 8. A M mRNA FFERFGEE N 3 DK, MLEEAK
mRNA fF3 &M HKIA 4 R, NIXER LLE H mRNA MEMBHIEREGE. FTRXEN
1, mRNA HarKEAR, BiEREHHEAR. mRNA KIE®KRS 5 5iE4 A 3’ 5 poly (A)
BA R4, 5 mRNA 254 ¥R RNP & A RA S H %

(R) /I\D>F RNA——microRNA

MicroRNAs (miRNAs) & —Ff K/ 2k 21~23 MR 5N F RNA, £ EH KRS
HIEE] 70~90 /MR I A/ HBE RNA RIA 23T Dicer BEIN T /54K, B THEEEIERMB RNA
(BRAELEFHT). miRNAs FEZ MR PRI, BN ERERT. ELHR RE. b
R A 2R MAE EA miRNAs, HhZHAFM L2 5RERRRENST—
BER T — AR AR ARER EM B+ miRNA KKFEH BEZR, X miRNAs Rk
BAH S 48 fust 71 (differential spatial and temporal expression patterns), 327~ miRNAs




on8emm 2= AXEEASEE

3 Notes

B RFENSHFEEERRENS T BMAFEER L.

B MBHIAE mIRNA—FEZ P OB lin-4 F1 let-7, A] LA &80 BLAb 4SS & 2
H# mRNA $8/) 3’ JE4mi5 X (3'UTRs), it —Fh R 177 X i & & B SRR & 4 & & 5
A M. XFEEHATET mRNA SEH B, SR UE D BEMEF K5 A mX N mRNA
HIEBE, IR R HEHEN R B T miRNA FEE A0 R 2 [RASE L H 4b.

(%) EOEPFCEM

W2 FAZAE ) (R 2 R R 0A F= A I B B TR AR 7R B AT I L BB, ARk B B B i 5 B,
XFEM A LR AR i R rh s . — RIS T, B8R T e ERHRE
EMBRARHEZOTFE. EARABEEBMEEMETAE ToEENER, BReffERa R
MBI R, REEREE, WY EAEY, FRENS —. ROTFHREBHIARTZ
FhBHE, — R N =Fh: VIR T, R MY R LA BB 1.

1. VIR FEZAM PRSI N- b5 P E R — AR SR IR, 2 722 f1&UikEE (amino
peptidase) /Kf#RFE R . KIS FEA B R ATEIREES O o, AR RAEEREMNZTEE L
BT .« EURAN I AT R B SRR £ 2 MR PP B A 30 43 K B A B T 97 B B e A S 9
HRENR. FlnESE, B—MywED, RAFSK. H& s %R (preproinsulin),
75 P 5 D BR A 5 K2 i B R (proinsulin), B2 AR AR, 4 R E IR L 450
ST HAREQIANMERER) B Q1 AR MCEH# Q3 EER = MELEMAFBRIEMR. 4%
B SRR, C BV, ARt A F B AR MRS .

2. WK BB E R A FE R MR A ] LU AL R R, 242 R K mRNA
HERAMNFEETIRER. —MEN —SEARNABNREREHRATEREMN. R
R E DRI T W EE GBS ) MELEEA S, AT B THEMERED R (s
BEH B, BrCL40 fa i (AR . EEEAEDART, i — AR 7ERE A RN N
A ) i

3. s HFBmEREEARMIFEE N THEZES X, BIKNRRIRL, AfFEEEN
(& FloBE & ) BER1L (AR (10 Ser. Tyr A Trp FR 25 $BERRL), B4 (KRR E
M, ZEWAS. BELEEZARPHAENNL, RECHELZBBEATREEBEEA
JR, AE AR ENEERRE R ERNERE. BEAENEANEREN, RERYERD
FRDEEMVER, XEEAEMARESHKRNA X NZEEASE. BEURIEERES FE—
RIIBERT, MEEOHTHAEEHLRE. 28 - BEEBERERERIK, 28T
W —HMABEEARERT . TEERBNEOERZELEN RAEREOBEER. AdE
RXER, HAEFAEZ ZHEHETSISBEOMRK. L2 ZUSBREARNEYE, $BH
At B A= P U

F=T EERTRHEEMFUN

ANBEFABRE RN NEGHEN, ZEAM DNA H—HBAE, bl AcH#
b, XFhARAL T B R DNA FHIRRE. BRATSKRA DNA BRRE, HRERBK, &%
EWI B REAEFE R 1x107°~1x 107, BIZE 10 T ~100 {ZABFH Al — . AKW
RAARANE N2 — KREHS EH KT DNA KHIABR. BdWE. LEMEYRERG
DNA i A4 . DNA AT LURAEEREFH SRS FF5]; o LUR AR R, ki
SR BT AR AR T, £3845 TR, BREARFHELRET R EERE, bR
FIERMN R, RERZIWKS . BENEFRRBHR T BARNBE AR, 2RBEMERR
RE R EERE, tn] fE S BAMEXN 5% 5 AR 186 .



F-EF AXERESER

—. FERERAY

"-%’EB‘J%‘@E%#%W%B@%&H&?@%N WA B2 ANRERZN, KD AFERFBR
IR RN . TR T (F 2-13).

EH AGT CAG CAG CAG TTT TTA CGT AAC CCG ... DNA

Met Gln Gln Gln Phe

AGT CAG CAG CAG TIT TT[G|CGT AAC CCG... DNA
Met Gln Gln Gln Phe Len Arg Asn Pro HER
AGT CAG CAG CAG TIT T[CACGT AAC CCG ... DNA

Met Gln Gln Gln Phe Ser Arg Asn Pro M

GRE %

& U =Ap

Met Gln Gln Gln Phe

AGT CAG CAG CAG TTT T|GJACGT AAC CCG ... DNA

Met Gln Gln Gln #&IE Arg Asn Pro HEM
.. DNA

Phe
AGT CAG CAG CAG TTT TAC GTA
HERR

BIWEA  AGT CAG CAG CAG TIT TAC GTA ACC CG
Eh#&2€4F  AGT CAG CAG CAG CAG CAG CAG CAG CAG... DNA

FAE 23

(—MBEBRK) Met Gln Gln Gl Phe Tyr Val Thr Arg
(SBHMEN) Mt Gn Ch G G Gl Gl Gl Cln XM
B 2-13 RITHB

(—) R/RBE

MR (point mutation) & & — MEEER 71— MREEFT A, XFRIEEE # (substitution);
XREHE WA, Mg (8] S 8] )8 e FR 4 5 4 (transition) ; WM FIRERE 2 8] ) #
FR A B (transversion) , H#HRAE L THIHRFTEE . v

RS n] DUR AETE R4l DNA 7 AR #RAL. HREE R # R A fE B 141 DNA %1
B, —RASF=AEMN; R RAEEERFREXSE, miExFE 4K ERTH, TaE
PR DR S R R ¢ a0 SR 5 R A TR O B PP 97, ‘S50 mRNA 56 F e, %o 46 e o
FERFHIE W, 7] fEH A R RIRRKR, # WA R RRGIELT L.

1. B X 33 (same sense mutation) RISWMEZHG, —MELFEES —NEET, HE
FimBMEEREE T, AEHAARWEORKNIIE. XA TEAFENEIFERE |
N RARH RAEEBETFRBE=ARE, FlmFEHT GCA,GCG. GCC M GCU ¥HEEHNER,
ENIRE =RERERTH AN RGO ENEAR.

2. $5 X T (missense mutation) EIEWEF /5 mRNA MFEFERRmE 7 —IE
HEBPEL T, KB TERERTF, BMEARKIGE. IMREBEEREAEGFHE—HE
ZHEE . Bl DNA FFIH TCA () T B4R G, {ff mRNA I# 8+ UCA & GCA, &R &%
AP RN AR, "R A I 2 B TR TC I B0 TR .

3. LY T (nonsense mutation) RIFWMEFHE, F— M REFERNFLTFEIAR
IR B EM N K IEF L F (UAG. UAA. UGA), [ Z KR & BIRATE L, FREK B,
MERALTEENZ A B FIMEFEMAIES B BREEEFE K 145 FiD TAT RE A TAA,
mRNA | UAA Q& 1, HEREBERALL, mESER SEREDSENEK T %ML
41 % H Hb Mckee-Rock.

4. #1F AT (terminator codon mutation)  WISR B A B ¥ 1 K 4, 143 DNA 7+ F
P& L EEARR T A A EERRS D RN EEFL T, WM RBEAXR ALK IEFLRE.
H5EXEXRBMIR, ZIEBEGRAB AN L M 2 KSR, JEIER R, HER
A RTE IR E R EE S T

(Z) BtER’ET

HAGRAE (frame shift mutation) ZFE7E DNA ZwiGF ¥ i AR E K —Nak LA,

Notes E



EE AXEERASER

S BRBR K S F U DNA 4RfgiELL 230, HE R R R M UG MEERFIIH K LXK
25, Pl HEMAES Hb W, BT o BREEREEKRE 138 HiT TCC i C BREK, EMZ
R B LG RIRIEAMNEE, BAN « NS 138 BERUBNFIIARTER, MAREL
1IEF5 141 L7, MEREK RS 147 BT

(=) BTRE

AKERAPRESBEL TS, RERERRREFFISRMB TN = TRES, £—
RAAE I FE P B R BOR AR B3, AT 3 B Lt A5 0 () R 4B, FR A 3NAER 2 (dynamic
mutation). 40, Huntington % /& 1 T huntingtin 2:[X 5' i CAG E R 75 1945 DL EO8E n B 3.
TEIEW AR CAG ¥ NUBAE 9~34 2 [H], BEH NBEE 36~120 [0, SAERZAEKIN
R G fR e B B AR AN AT e B EE R 41 R T AR AR

L RS W

BN AR R B R T e AR AR W, EEASRTIRER K. ThEETRMS B R L
J 5 if ik (heterochronic expression) B

fi 31k (ectopic expression) PYFH (& 2-14), ERRE

(—) DIREER FBREIE R

The E 519848 (loss-of-function muta- .
tion) L SRR, KRG J
R, FRABREE, TRHLSBER  BrES EREA
kR IERDRRERXKTE. A, BT |
S MR P22, B4t A |y WS R
APy 2 RARE R | \ ‘

— y W%
(Z) eERS & — ~ ZERR)

TR LB T, At H Al fEE R
T SO TR 1 0V T B AL 4 1 A A —
R, IXFRILZHR A ThREIN5R ) 5E 2L (gain-of- (3htHRL )
function mutation) . &R 4EE i Y
T iy 32 2 SR R 22— R 2R 8 B 5 A B AR A ;' (fﬂﬁ?&)
WA RGN R 57— DRI X R, B 2-14 HEERTEARIDEELRA
% A BRI 0, 3 A Y 3
5. SRT, B A THRE M INGE FIRE AT LS BORMB M R £ B, —FPE ek BB AR —von
Willelbrand 3% £ i1 T 4#f% von Willebrand Xl (von Willebrand factor, vIWF) )%k Bl €48 1 R o
vIWF SR £ F5RE, #a AREEHEME, 3 ARG AR EE . HREEM
VIVF SRR AT, 6 5 M/ NR K G5 A B AR R 3R, AN 5 TN /MR BB . AN AR R
T LR, 5 vWF LN AN E T 5 XL P B2 3 Aok R K B T e 28 o 1f A 4

(=) FRHERS

P 2828 (novel property mutation) & —Fp A H WA ZRARRRL . IXFh SR {E | B B A%
HIREIE, FFRBERMARE . F—FE G AR MR AR —ER A A R BT g 3R E S
R R LA E A Hb S, B RA X IER S8 ae S, HAEAEHRRKNELT
FEAE T A REM PR, (A ARTERE 0 T M, T 5 32 4338 R A 23 1M ) e A

(00) BRBEAFSMARE

T RIA R TR HE R AR R B R AR R BT RIE, ARG R TR R FHEN
FEASRIHL ST RIE . BE BT RFE, BEER AR —RAREHEREREER K

B




—E AXER4A5EFR

HERAR FBUKFY W RIE, B . S0, 5 i 41 2 (9 4 T4 I R AR R R L
ek 3950 B2 IE 5 RIA 1Y - BRER R R AR AR 4R L 30K, b BB 5 | g% PR L ML 40 2 9 8 .

. FEHSTERY AR &

RIBEEREZREMIRE, A48 B RREMFBFRRAE. HERZ (spontaneous mutation)
REHREZMHT, BEANTHEMAEMRET. 24T HRRE KA EEMYLE MNAFH
F, TTHE IR R IR v PR A S A JEC RN LAt nT BB AR W) i, R AR A R S AR U R R 1R AR
YR B R . 1055 & 5828 (induced mutation) N Z387E N IHITH T, 85k A T b
HEAERNRE . R, TeE A RREERFBRRE, NN R R T g
VIR R . LR BE 75 5 BRI 848 1 & Fh N SRR BE R AR N B A (mutagen) . % FEIHAR
P BRI AE R YRR 5 AT B R & . LR B AR R = FEERA,

(—) MEERR

BT RBRFER RN Y K E, WKL E S a R .

1. BIpE  HHMERF =M K: UVA (320~400nm). UVB (280~320nm) F1 UVC (200~
280nm). H:& UVB & 5% DNA RIER UL, 5142 DNA RRENBEE, H#A 0 5 R RBN R A&
K. ZIPES K HE WK DNA #1455 & — 4% DNA SEFHANERE SR L B B 4K, Hoh B WK
2 i R e — SR AR (TT) . WENE —RAKMIE A T DNA FIREE5#, 24 DNA HHIE RNA #
SRIHT BIIX — X I, 18 s B AN T AR

2. BEES EERN RS R (X ST p- D MRFIRIR S (a- KL T p- BT R
FRINTF). ST AE I A0 B — 5 o s B 4k B e o P B AR, LR
RIRER, 51 RBAEY TN BB IR L 2 R Y, SB YR DNA 43 T 244 15 10 5 1 W S 43
¥ W S fAER DNA 551 BOR AR B HE, WS i i g €0 4k &5 40 (K B 2E

(D) k¥RE |

1. WERCY AR AT LI A DNA 20 7 B F L 1 E i, 5/ER3EHK)
BAE. W 5- WIRETE (5-BUD 4k 22 25 4 5 B B e e (T) AR I AHL, ZER ST S A B4, 56
A4 WNS GEX. —BHEIART, FBR TS G KiK. A, £id DNA f—kEH, 5t
SAEIFOR I A-T BRIEEXT AR R AR ) G-C FEXRT .

2. PRHER KM EY) XER—MIEERARNERR, HEAX RN ESMREZEER . i,
A B EEE G RIAT A IR IER (HD; H B ANRES B AREIE (T) IEH ECH, 5 C MIEAME & .

3. £k HZ (hydroxylamine, HA) & —FfiC R ¥E1L &%, 7T 5142 DNA 2F
BE (C) KA A ISR, AN e H B A Mg 058 (G) IEF X, 115 BRIE (A) FeX
g5,

4, RUFEYMR CHEFPE, ALK FE. Y REERKREEEATIAZZHRE
EHAE—ALE, AT e R B R AR A R T SRR A

5. BEBUEY XBIEVAITEN e KETRE, BT DNA HEHRARTF
o, ERRERNEARE K, RBUEAEE RS2 JFEANGRIGIN T 5 .

(=) EWER

1. %% &E DNAJREM RNAREYRFERKERRERIER, & LAEDHERERRUK
B K2R, NIRRT AZRES. Hil DNA REABEZRERIE N 0ER; RNA
J93 8 1] g 2T 3 cDNA XJ 15 40l DNA 755 R R AN .

2. iEFMERE 4EMEEITENERRIARE-YEERE RN BTER. flw,
oA EXRFEYHHFEMBRE AN ENER, MRABREEM, HFEOAN IR REK
HEEBHRHFAERZ —.




B°F AXEFRASER

Pd. DNA fiith s

M Y DNA 22 3 & F S HEMRG, —Fa AR F4 s EE, B £2daTH
TN, A3 B R K R, 40 0 P35 PR AU E B R v Fnmg e 34 DA K B 5 AR RS .
DNA &% (DNA repairing) ¥§ £ ¥4 1] G414 ) DNA BLLR R, DLEERRIE R K ThEE, XFhEe
TR FoEFEDBRRBENEFRAEEEE . LK DNA iR B8#EL T IILM A R.

1. HiEE JtEE/EH (photoreactivation) /& DNA i HEBE R K —/Ml T, EREEE
WG AR AR S 1 B IR R R AR . fEIX—id R, DNA JEARES A OGE iR R IF R A
FWrFFwERE —RAAZ RIRILME, X ZREEEEEBE. EREERN S — M TREL
O° FIE: SIEnS DNA FEF BRI 8 240 F R SIEW F AL, it B DNA )
it .

2. WEVIREE 15 DNA SZHHREE I K 7 8l E it 18 5 RG0S 88 iR V) Bx
RN EH R EREVIBREREEES, —FiEEEE (glycosylate) 1R A F i 7K fE b
HRRZZHMORE: b5 R A V1B =4 ) 52 U5 A\ DNA B4 E k. ZHMBEER
MBS 54 5BR)5, DNA E-AEEA DNA 88 R 281 Y DNA #EE AR, MRIEDIE B 4h
X6 2 ZHINEE (B 2-15). BETSAMAEAZEDF 8 MA [ DNA FiEALE, S8 50R
R 4 B RO R A B EE R A -

iﬁﬁé&@DNA

E2-15 WEVRES



goE \AERASER

3. HHBVIBREE ZERUIFREE (nucletoide excision repair, NER) A B A3 ) &
S (BB SALER ARREX 2 AN [R] B 495 » T A2 VR 1 SRR B 65 40 A0 ok, e e — SR A Bk
W EAFAE KR ME YR E R il . XA h7E— RIVE A RAIER F A2 M RN,
M 53405 10— /DB B BB VIR 5 PSS 76 DNA 7= A I S B 11 Ab7F DNA A BRI
YERT, ARZHM BB HITE R, NS IEMIZERT5) (F 2-16).

HFGIDNA: Bk

st el
SEFTIBRINEHR

B 2-16 BEBRUIKREE

4. BHEEE XE -MER DNAXENRKTTA. 4 DNA R EIR, 4 DNA
THEAESZAR AL 2 BB O, JX A [RIVR B (44 b IE % (K151 8% DNA 576t O (K RE5E DNA #H4THE
AR He, PIo T RETE BOWEE, A B 1 78 LLIE 3 18 0 BUARHEAT B D 48Ab s P4 BHEE TR LI
Xk DNA 7] LUEE Hoh 77 B R, BRAL B R 4k S477E, BEFE DNA M2 IREH], Hit5i
DNA JIT oy El i %7 K

5. WELIEE  HELIE DNA RHIHIRPT 5 AR HC AU BREEXT -

b, REBERESN, THRERAHTELRINIBE R A VIR # ek . &8 SR
B, EATEREURARAAFNZEAR SR REMEH. DNARGBERENGHEE S
FONRBIRHEIR, Bl RR VIR & E R LM GRBat 2 — Rttt i —— & AT
BEIR BB R

FMT AXERAF

AN F: K4 2% (human genomics) A FT A 3 6 21 4 1, 2[RI P9 &% S R (KRG i 45 44 A
BRAUKRFREREORE . ANREFR AR EZET 1990 4 /830 A2 F 41+ %1
(human genome project, HGP), 5% B 7 Tl & ARB Ak Fr A & 1 30 124N X 4 s (%
HIRFFF, AT 6 AL R4 B i, IR BB N ISR R E . BEE AR TR




&

#® X Notes

E£-8 AXER4E5EHR

B RI5E A, WK T R R A =R P BAR T R R . AT EE T AREFAR £
oG, VAR % ) 8 iR A% A7, T DNA 0 faf 4 i 428, BRI 8 % 5 FR 5 e 3L [R) 3 BUi K
A, M BEARS AT RE R B, T2—RFIALEFEAEMRINIE A

1998 FEFA I HE K 4171 %)] (environmental genome project, EGP) i3, H Hir G EEY
RER XA BN EEE RN 2SR, e L5 B HRBIREREZERPNBEERE, 3T
FEFIHEBH A BE - LB AH BL/F A 0B R AE I A BT R F .

2002 £, A # AR K1+ (human haplotype mapping project, HapMap) a3, #— ¥ &
TAKERERAHRK M, K EHRRWEARERA P E Wit 2 0080 B, Nk
AR ERR AR B RER. BEMNEEANMKZESEN, RI#EFIMARE A LB L
{5 RILZT A 1 DNA FHiX AT 8. BT DNA P3| ] LAst 4%, i FEE B —RBE R, K
AR KWL DNA FFHIARAEZR, (HEEREH KA T @& R%%, 45 DNA
REAMAEQBHSE. T&, 2003 9 AREMWEF A 7L (human epigenome project, HEP)
ERJE 3, kB REF A+ K DNA FEAF LA EOBHRETERENREH .

FIEE AR EFRERAERZ — B—RENARE EEMEXKER. Bk, £EBHF
T 2005 FFFEEE X L FEAETTRE T #EAE 2 I 417+ &Il (The Cancer Genome Atlas, TCGA), f##T
FREARMEE R E, A THBRRSE Rt K.

RN EENEGARERERN &M O, EEXERAZENERREIETMERRENRX
gt. TR 2007 4 DNA Jofth & #H4 $53%) (encyclopedia of DNA elements, ENCODE) 23, &
TEMEMT NRERA RERE B EJLERTT A P Hn, P ERXEE SR FH R, DNA fi
W TR AT AN M =425 18], Bk DNA FIRBAR— MR FREERE, Mg —4
VAMZHRESSRERE, ZERAN=ZEEHEERAETIERXBH—NHFT. ATHEA
AR =4I, 2015 S E G o A =4%/MME1HR] (3D nucleome project, 3DN)
(& 2-17). 4

FMEHEAT
HapMapit3
X = icE | TCGA =8gMETH
FRENGIA ENCODE3
1 T T 1 | —
1990 1995 2000 2005 2010 2015

B 2-17 AXERATHRHTEMRITR—KE

NREE R v R e FCSEAR T R B S, AN 0SSt HESh B R ATTX T AL YR AN &0, R
AR T X BRI WG IR R . T IR xT X Eevh-Rl R F B AT AN A

—. ABFERLL R

ARER AR (HGP) 3 [ [ 5K ge R 3 A1 E 2 DA BT 1990 4E1E:8 3, iHRIFE
B 15 4, #63% 30 {ZE TR ARER AT FHIR N E . X2 3% E %% 2 iR 73Xl 7
BB F AU RIEERNE L ERE = KBET R, R EmRER B ATHRI”. 3tk B
A BT B, ESEREAEMAZTRIFRE T & 8 0ERAH TR B FERE
F/NAR SN K FEFH AR (Human Genome Organization, HUGO) X i+ Rl 7E & H SC i 4T
A TAE.

AREFEA R F 2 B AR 2 XA R K B A B =2 ik 5Tl s, H% e i



FE AXKERASER

7 T 4 19 9 20 000~25 000 NEERE . 7 I 5150 45 5 i — A A 9y 0 55 R 40 0 0052
FI T HBE 275, Hlan R KGR A O EEA T, shah, ASSEFE LRI e
YRR EE BT AV . R 2 R EIERT DNA JIFHAR T & AR5, H]
S AR B I R R A HERR . FES TR T A R A T L e R AL 2 L
B9t 5 A B A SR BRI P 2

it 13 4B H, REEFATT 2003 B A ALEEATRIERTR. LB R
THE. Biti%ikl, BRI ALERAS TEF AR, R T ALSEFE LK L FHRE:
OAKFEFR A H A 30 000~40 000 ANFRHLEE [ /R AHE PR, (U 24 T 4% A= My sty B BR]
WOFE AL . (ARERTFATEYY), XEALRNRL-ETL. QU SIHEAER
4 EAFARK: B BT . GC 8. CpG BHRIEARS. @NJKIEFAFTHRLIEC R4
T RS 2, 5B AR 35 1038 (R G M A S A SRR 5 T BB 7%
Foks. @KEAHERETIEHE Y B F K, B2 K B e (LINED Rl ALU 370/ H BUb AR 25
K. OELRE AR EA R, HLRHEENME, EARERAENZAEEY. ©%
5 H T BT 1400000 AR E SR A . OREFOERIGEAFKE G LHER R 5
A EFA N 2%, XEANRRE S, 5T AN FREEA RN, MRS FITERE—5
S AT 5 R 4L ) B

N F A TR 520 B A 2 TR BB MR, HET —RHEKRM
B, AKEFEARILE T 15000 AMEE [ cDNA 5, TSRS RE A5 F1 £ 3 R
R T BEEMN M. BT 25 5505 HIE 05 B 5 5 3R, — Sl Y 2L B S WA U &
P SET At SRR TR A T B R . SR 1% 5 3o 2 AR B AR (R B SR T
BEATOR . BRI A0 R 0 25 R SR T A R HORE A, AR T SR 2R
FOHERR . [RIRY, BEE AR A T RIMHAT, WEBARBE T KRR MR R, IEFRRARN
B ARSI — AN A R AL (I AU AAS B T BRI R

BAR AR EAH RIS T EAMRE, EURIFAEIR L B 50 ST . BERA
FIATRIE R, 5 AR AL 2 Rt R IEADE AT

NI AL A R

ANEANZRIKT 99.9% i) DNA fF512—3UH], BIFE7ED T 0.1% K DNA FFIIFEARRA
PHEEER, TRASAZHZERFERNEERREZ —, 2 AR B Z R B RS [F R0 2y
YIRIAR RN EERRE. XA DNA 5 LKA N Z FPIRE AT RS
A (single nucleotide polymorphism, SNP). AZHIFTA B A RLFFAE—T /34> SNP AL A,
HAPHE K SNP LA EZEDH 1%. FH4B SNPs FALAL Sl M T A — M EAERLS G
Ko P FEtpk BRI —4AHCBE R SNP SEALAL B FRAE S /4 H (haplotype) .

REHHEIR AR Z L EE U EAER FILFEERTRER RN . BREE TR, N
A A% ] —Ff RO B 3R 0 R R 22 SR K. A ATIE R R IX 2k 5 LB AH DS 1Y) DNA /T
Pl EMESMA, RTHERIIEBARKFERERNNEEERRZ —. A, AEERE. N
ZR.HE. B HREMEEMRZERNL RS ETR T B AL E 4 AR B 1% (The
International HapMap Project, HMP), f&i#% HapMap #t%ll. I H T 2002 5 1ERIF 4R LHE, SR
SE—ANKE I B U RIS B X 294 S B AR R R R A AR BRI H B
SE SRR, fi B R R R B T RAT R R — AN TR . FERBFS A, TR oK &
BRI g A O D B ARIAE LS. SRR, mRE—FEARERE DL E HIN,
MR 2R R R RE AT AR T X AN B A B P ARl A

Fikt 3 5, HapMap T RIAFA T — A BACEYE KNS E R A 5 A5 = 1 s sh i 2,

Notes
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% Notes

PA K — AN SR 40 f 3 A B i B e R . T H L M —EHZ A SNPs LB T HEY
3.6kb (¥ HEEER HapMap, 25 RTE2AF, AP EEZ M TEHITES. X—iRIK%
FA BB T N 20T T2 B A 0 DA R A KA R o = A T IR .

B, e RIS TR, RE T EFMEHERNE NEZRHS. B4R HapMap # X
() B AR R T B F R £ AL p A 200, (B B AEXT BARRY () ATt R B T B BRI 4 o [R)E
ZFFE L # 2 5 (structural variation, SV), f03E5 DNA J&FIFEA  BIER BIFL . ZAI5E. IXLL4E
HERKMBAE —, TEHIAZHE I% TR . HapMap it R85~ H 4103 7 2 2 H
20 P —FpE WAE T2 SR A B BR B T Nz B /D it A B A .

H K, HapMap it RIX FRERRAREZMRGEYWERFWRKRKOHENEH . WREALER
AR e T EF AR ERM, 4 HapMap tHRINFF /B T #EEE A FZ AR, JFBERK
B LR TREEYENIRE. HapMap 7HRI0 ABEFHRME T 2EFH SNPs FI#A S5
il HER T AN RBEELS R, NMEABAE 4% (population genomics) BE5E T HE A
fit, AKX —FR R A RE T — PR TR RS . X5 BB & B AREFER AFHEI K
HERAFHREO N — . BT, BEEFATLRE T EH T AL B AR E i 8B .

5341, HapMap TR REEIT T8I SNP 43 B4 ATHB - X B AR/ AT i FP#¢ . HapMap
T RIFI5E A 2B E A R - X ROCEE T E 2 BRTE B 2135 &, I HAREE 7 22K 4 Kk
W% (genome-wide association studies, GWAS), B f8 5650 4R & Bl KHE s & (L
F63) FAT AR AR KRBT IS, B EE P (EEEES ) B 2K SNP 5 B 5%MH
KB HEAT RSB, T3R5 AHK SNP /5 8.

HEEMKE, HapMap THRIAGRE T KEMNHEE R, &3 TEANERANF L EH
AR RE. ZRARZRERN —NEEFARESEHBAFRRALEEFNHLS S
feit, ERXFMFEVIRAFTETRESEARKFARERE. 5FEHUFHEAREEHERAR,
£ 2002 4 LUJ5 2 0 B BRI A HOR BB T HEUR B, AT {RIE T HapMap X1 3 4E 5%
56 . HapMap T+ RIAEH SJHES) T SNP HEAR KRE KRR, B KIEHE T ZREEA¥%H AR
IR . FeAlRZMEFRENESEEA SNP B ARE - TR RRUE T B CEE SNP 7
B, XL SNP 5 BL T A KB FAHXHI AR . EDFR SNP 24388 ZER B, 24
R DR 28 RIUABE 1) At B ERLES Bl R T R HE K, .45 5 B A Ml mRNA &AL microRNA. DNA H 2
b Befa R A RILVE SRS F . BETFHEIIES R K HBRERAZA (comparative genomic
hybridization, Array-CGH), i A KB 514 NI B H =R M EEF K.

Btz 4, HapMap vHRI1EK 7= 4= B 50 /R AETURHK AR ERRERE . 7EAR kW] LLRHE B &
SNP HIfE B, SEI/AMEILEEST , TR MR HEBEAT YR 77 FR BIVE L B 2R @ KAt
R, 5KFMGUREBE ) F I AR X R AL R R g, TR ARG Z b KHTT
%o SHERFERN S, HapMap vHRIBET K T 8Pk, SO 27 R AS T TR} K 22 50 A& .«

—=. AZDNA ctafRkeBitRl

EHAT T ARZE R RE, B2EFA1RIEE T DNA T34 S, 25X i 26 o4
MNTRRAORERBOUREEZRAEENEMH. EHKY+, DNA B H %74 RNA, RNA i
T EEFAE B AR, BN 52 3 % 0 R R LIE RS AR . TR AT
LR % %] DNA P35 m, 3£ 12 DNA FAZ 5N R T S 53X . Bk
T BB B T 0 TR B Y RS, DA B HI T8 B 1R 9T A B SR B EE T, 3% B R\ K R A
LT 2003 423 T DNA Joi4- ) B #1445 (ENCODE) #H48l, iZ 18 B A7 2R A AR K4
KT A ThEe ot . Bl it R R 2EENRETNE , H KRN T I RH 7 EM R ALK E
I 1% #EATHF . @dUERT, S 50R%FKNRIhEE T — R E A + ) Thae i



F-E AXEFRASEER

1, FIRTBEE & FEEPFF AR AR KPR R R, FEH— PR HER ARG B R TR,
fE 2007 4£ 9 H ENCODE #XI¥ B3| T8N ANLKERY . SHRERAEILIIRSEHE MK
M FFH AR (chromatin immune-precipitation, ChIP-seq) 3 —ft RNA U FH K (RNA-seq) . Bxt
R GRS W PR 43 41 By 8 AR H./E A (chromatin interaction analysis by paired-end tag sequencing,
ChIA-PET) 4% F 4H 1 24k W ¥ (reduced representation bisulfite sequencing, RRBS) %5 =il &
BARFR. BETEX 147 FARYRBRNZHRETHRER. ERIARE“ANLERH
HRI” 2 J5 B bRl 510 3 R B USRS 0 X —E K RE .

FEALRERATRITERSGE, BRAVEFEN T AREFAMFF5EHE, B2 ENCODE #XIZER T
fENTEE D A A AR BRI ThEE S TAE. A NRERARIT, RN ANE 2% KIERE X
B ARG, (B8 ENCODE #RIEB, B¥#FN KRR AT 80% AL E AR AT
DAL %, HUX SR R K RNA KB4 482 JE4FS RNA, X L6E4wR0 RNA 7240 b A gmfd
FUR, (R b AR EE AT

ENCODE i1l i) e Zh 58 Bext W) Be 2555 25 ANl 42 T EEE A«

1. ARERAMRBUTRBANEIEE ENCODE vk St ZEFARSMHRETHTRT
JTIZEIR R, EEARE: OF AR DNA FEA A E BB 1% R IR £ % B Z X DNA #3%%
RNA W, 34t T K& RRBS $3E M4 E A BMAHCH ChIP-seq ##E: QW AR BJRAEST
F A E A, 3K78 T —#t ChIA-PET 5548 ; @M A HFH 7 HEFERE K RETIGE, KB
T ZFh o B Fh ok 5 B T 10 ChIP-seq 3% ; @447 7 DNase I ZBBUBA 11, IRB T
4 i) DNase-seq $(##; ©Xt £ A AR A LRI 41l RBEAT RNA T, 3R%E T SR AR
. RNA-seq 303 . % RIRGLIIAR LS BTt T A FE ARSI DNA AU 8.

2. EHT AMIMFERAREZEHAIAG ENCODE #HRIEREFARZEER, #HBEH
IR A, PRI 4 A ot Bl DNase 1 @ BURAL X (DHS) MR TFERERA ER4 &
fi 5. ENCODE #&IAFi #5887, S48 20 £ 77 DHS, @it HEA H )37
&, T HAEARFE KA AT S DHS fA4EdE % K ESR, XA T REARZENERENZ
FEAE .

3. KM TAEIEHRMB RNA UM AN AREEE 4 K35 DNA FFoIAwmiSE A
B AR F 2% T 5 R g S E R, HAR KA RN DNA. B2 ENCODE it RIKIB 5145 R
BR ) ZER B 80% 4 B AR AT LU e 1, T B 4 4 8% % H SR I8 2 dE 4 FS RNA.
XD RNA KEZE0EIE 5 E A M RNA 20 746, T mEES NERNIIgRREK
F-. ENCODE X% H T ¥4 i IE%hS RNA FF51I1 B &, XL EREES KT,
BT mIBEFS S5RMA KA, 185 IE5mI0 XK IR0 A Ry A i X B A I, FMAERM K
ARBEEETHREEFEENEM. Flln, ERBESEFHARKKIT (GWAS) 45 1A, TR
X EBAEgAG X 3, ARdk HOR A T4l X 7 5 A A vl BdR 4 T EEEIAL, T HE LR H
HIERBUAZ R .

4, RET—RINEZMBB\IVEFEE  AXKEFEA R ENCODE HRIF=4£ T RIFIARH
¥R, X EEERIEA TR —ANERNES, =4 T & Fh vk E A 2 Bk
R, Xt R WA E R A P R R FE S ). ENCODE H#E£ZmESH, X TAREH®
PR BB B 5 AR AR, R b R 2 5 T AN K BRI 4 R 4% O A A 0% (0 2 Rl R E BERE AT
KRE.

Mq. AFFMIERA R

FERER TS, BB T 28K DNA FIME B, B8 —MEFEE KSR iR i
f&. RUBALTEHIR DNA FFIAREZL, ERERFEHRE T W BA RS RWBRER
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%‘\ Notes

F-E AXEFRAS5ER

WS ERZ, B41HF DNA F Al (DNA methylation). % K41 E[liC (genomic imprinting)~ £}4&
W (maternal effects) X i A5 7E (X chromosome inactivation) . 3& U1 %R (gene silencing)
A~ B (nucleolar dominance) 1 RNA 4#%8 (RNA editing) % . AREHRBLENR, MRS
ANRBREFFRBEEEFEENRR. RN T ARERAFINGERE, RHERINRIRE
RUBHERE BRENTER —T THRERBEAFERREENER. XL RNBEIEEI
%4, DNA FEEAL AU AT 52 me 40 B 5 PR (1) R0, 10 B DNA FF 23544 K45 J6 30 WY Bl o 40 i 0 289 1
WEHFFL T L, HZREMEREEWT . DNA FEREAE —RTTFRREAFFIK P
IR NS, 2R EE MR RERG— &M Fik, ARRREFRAHST 2003
10 HIEREMIFH LA RRUERA TR (HEP). FE40FEFEA E DNA FEAFER
HATHE A, LRI NRERA AL R L) DNA FHEAL R AR R . @i 7R A4 2 A 5T
1EH MR 4123 DNA FEALIZE R, 7] LU 7R 22 Fas A8 5008 an e 2 W s A& 2= L4

HEP K H tr 2 AR FEH LA P AEFEHK T DNA FRMER, HAEREHKFEL
HIAF AL KRR FPIRE T AL T 2247 /5 (methylation variable positions, MVP) B3 . Bt
1§ MVP 2 A RAR LR 5RRE T, R Mg fE R K4 DNA 781 H ()20 47 F R A2 40
., BEAERNEREAKF EXF DNA FEATHHE &S TR MBS EERD, X—Ei
M2 BIER B AR R T A2l e ) B A EE M SSHME. AN 0 MR E R
BB R A B, T BEr AR ERE . EFRMEEM A RT3, i 5
HAWRER A ARBRE N, ERIRA B ZYF, 1 H DNA B B8 AT A SRS TR AL HT
RWBAEZWKYE, ALY RIZH BT IHEAT .

A THERANHRRBRERA, Hfr F7E HEP 2 J5E AL T — R 5 FR A5 A % & VERRF
RALHFRT —RIARKNZER AR a0 2004 5, HEKI 6 NMEXK 25 MHFTFTAR T
“RMERIH 2" B RMNEG . X—WFRME R 5 FE, @2 BRMEF&1EF&. 2007
4, £ EH EL AT (NBHD F A 1 “ B4R it21” (Roadmap plan) J& 5 7 R W% K 41 0 5%
7% (Roadmap Epigenomics Project). 2010 4E, EFr A KR MR EAL AL, ZA R
RIFESE—FrBL 10 FAFRIEH 1000 MBS ERUHE A . 2011 4F 10 A, BK#ZE 7 2 (European
Commission) HAERFFIH [ THBLBE 3000 J7RKTT/5 30 1 I H 44 4 “ B ” (BLUEPRINT) fHf 5T it
Xl FHSRATT 5T 2 W FE 2R 3 i i R B B I Ll

Ti. BREERALR]

AER—ANERNFABERSE, ERERETHEARAMLESHE S, @RI EREE
W R ANLKEHIRZHR R E MAFE, BEE NI AL REREFRERHBERES
WEERZELFEERNSER. BES FREESHRRIGERRE, AMMNBRBIABDAFBEE R
FIAN AR T FR SR B RN A E AR o A T 0 A T 2R 55 138000 B I B 22 575 1997
4 i 36 H B LI D AEREERT ST (NIEHS) B BRI FF T 1998 FEHE ¥ 6000 J7ETIER B3
THEERFA TR (EGP). B EWFI 5 IRBEH S5 Mg 15 55 B, F Xk #5145 5 0
HHE. iRIEEE AR EFEEE AFRERS . ARG K 10 MEEHES 1000 ME, I
RN REEF A RIFTE I 51, B2 5B R 5 BEE S A B2 B (allelic
polymorphism), E3LIXH6HE K L AR FOBIEE, FHFRE THRBAMITHRE P ERE SHREHE
YERI B NBERE A I %6 58 R AN AR P88 B 93 SR N ) B R AN A6 BE B 1, BHERATTH B
YHERA b T L e N\ A28 R FH) A s BE AN 755 B BURT 1 28 H PR SRR SR

EGP T H i) H bR A1 9 AAN[F T HGP, HGP E T A K A 93, 110 EGP {0 2 T899 i 7
Bi. EGP LABFRIAEE 5 ARERKIXRNZO, BEHAEERNHR HiR: OfE#E EE R
BXHFENEEE RN ZSHENAR, FBENMEMRFRERE F=ERRRRBERERZE



FE AXERESEHE

5t @I St FE R 4 7 i, ARG ST BETE, AR R RS, HERE RN - R A TAR A XY
PRI R AR W R FAT IR AR 5.

2 BFEFR, R AT RIE T —RIIERHERR, B2 T —HAIRSA XK E
LAMEAL R AT A7 B KIZRZ AT LLH B ATTX B BEAT B ATRET , X RS REAT B T il
BEA A3 T 8L 2N R A g, AATT T3R5 5 A% 2 [R5k R AN AT AR B SE 47 i #
. BB, SEERRIERNT, VHRGEEAEN AT MBIEH XA T EE AR

AN FEREAE DA P v R

A 2 H R0 B b A 2 B R (R 2 — » AR R A AR AR BE T LA B &
KA, HSE AT R FENA RN REEEEVINXR, B TRAER S 2R
t, UEHERAMEFANREAEEFETEENEKR. 2005 FHEEBAT AR TREEERA
B (TCGA) + &I, RELE S A EFA S EAR, 557 & KA KMEHERARN T, LHI AR
SHBAEME R AT R R, BT mEREIES T, TREEARRAE. REBRHE. X—
0 H 3 B SRR 70 BT A B R R E AT A 81T

FNEE AT RIAHML, TCGA &It & — T DA B PR 41 O 255t i B K RFERE R R . B
5 N H A iR B E o RIS iE T st R | (548K AR, TCGA BEXET A
FHAEFARPHEEEN ERER). KEMMBIENRERTFES A4 KR (somatic
mutations), T7iX 5718 A7/& 4 MR AR (XARIREHRE) BATEEH . TCGA B &Ed
it 25 Ff 9B o 22 99 1 BB 4 RN TE S A S AT EE R A U e, A 4 ik BRI 4 91 1R 4 e A 2 R
il v

#WZE Hil, TCGA X T 4% 33 FR BT T, K8 T &L 10000 #1725 EAH
JUFF (whole genome sequencing, WGS) . XA Ml F (RNA-sequencing). 24k & F#ll i (whole
exon sequencing, WES) il DNA #4615 /i (DNA methylation array) $(4%, #3727 3E% B K&
FEERAKHEE. BdEYE BFRIISHMBITIRG T 27 5 Ms &k £ R A SR 4 4 a5
Ay, XEERBRRIAE MRS AR T REFREER. R, XEHEE R 4 AT
PR R A A T AR Pt T 3 K i B8 32 .

. =4 MATHR

Rt AN REZ R EE VIR R R AN TR R BRSO TR EIRM Y FEThEE. '
BAYKIE R AR RN RZ =0 PRI RE. A DNA FIIESRRNEHEREX
20 3 K, B4 kLERAL 3.5 THOK . A frrRe < 1 3 68 R AF ISR FE 3 /D B0 48 A 2 — A
EHABE RS ERAT T AKEE AL ENCODE R IFFH R G, AMERE T &ikf3 A
M HIE BAARHERE. RT7E4 U A#E, DNA ML= AR08 lim B B 2R 4544,
B R T H A R SO R IR S R KA E S RAYLH], EFERRATEROET
BRERN =L, RRERER 5 TR G AR R A S M 4 i R =2 .

FELR MR AN FFdfE, RATRIR L BIEER IS, 7] R8N 2 R A K2 [ R AE
BHERBEIRMKRN. B, RS NERARXNEZ S RATAERR XS, H2EA]
AT REFE =AM, BT E AR T B BMEER SR T LR R % iE (B % A B
BEER ST . Rk, fn SRS A AR AT 40 L A P BRI, R RN F ERERANBI Y
R =g r 3N A E B EET.

AXREFRAWPFCLTERTZFET, ARERARF SR MATHE T ERMN ) LK ER
&, BANEATEERROM B X5 IRA U B AR A BIH 2 REE, HEFRA
R R RS NFBIRRE IR . S HIG e R AR W, IF TR =




$-E ALEREA5EE

o P 3R R ] 29 SRRV BG4 F B, %5 T RE 80 77 40 L2 0 T o DR 58 0 A PR IR A% A5 R Y
B R T 38— 5 i B R s AR 4 AL, 2014 R E E S TARRE T —MFNEEA
PRI =4/ NMATHRI (3DND B ESRFTH AR S i N =47 . FURBE BN
AARE: TRUARZSANEIER SRE A TRTERNRENHT —RLTR; fARSREH
MG S % B, AT DR R KA S 5 DR R O TR R s Tt 4 P A% S5 M i S e
BURREAT R RYAAIA . TRl SRS SE BT A ATTx T2 R e e 4 A S0

XY EERAFWR

—. SikgR A

G FE R B AT R S TR R A P A R 5 ) L R A R B R SE AL S 5 M5 B . TR 1
ERARHOBARTEREFANT . BRI FHEAKRRE, FE> AT RE— ARER
SR P S e A — AU B Y SRS

(—) AEERATHRIBVERES

NEEEARIE E RN AXEEELA K DNA B, FEsHFradnERE. A
M, AL ARG E B ARSI, MARERAH RN E—BRRERERAX—EK
BT XS B IEAT 738, 182 AR B BRAE /N G5 A DX IR, Sfeffl i B X B HoAth DNA v BRI
SHALE, XA S FREFR A 1E B (mapping)e

FRPEAE F AR E R F B R, fEEI R LLoy A B AP AL . 8% %91 & i (genetic linkage map),
RS8R B PR IR A R 7S 2 T B A R T AT A BE B, — B FH JEPE (centimorgan, cM)
Bl R M EAE KN 1% KRE R QY2 EHE (physical map), Bl &8 &5 & Z A1
YRR B ) i, AR RN BOR R R .

BAERELHTFEENHLEERE. 20 D 80 FEA8 A 8 5 5 bR 5 2 BR i v B 1)
F W B %2 254 (restriction fragment length polymorphism, RFLP). WRIFEHRHER D, &
PEfE BB, 20 tHad 80 FAVEHIR B BRERE HF5 (short tandem repeat, STR) XFRHH
P E (microsatellite, MS) #3#%, FEE _HEFRERFFIW (CAn, HEAKSMAGFEESE
B 2T RFLP, A& EB ik A MR E. 1996 4, BEMEERZRIEFRKET
Hi 5264 /> MS bR LR MR L 0.6cM R A5 B3, SRATRIESE R T R E R HEE R
2~5cM Mt tEEE TR, BT, MS a3 g E AR, WTfest T stk B i S5 9 A
BHEE. FE, E=REZEEAFE, B SNP IrEHRKEEE, HEXDEH T aEERKTE
B, T R B SR R 40 22 MR | e AL AR SR B R ) — M E T B

YHEEEAS THERNY, —2KE0MA TEAEEHMFFIFREAL A (sequence tagged
site, STS), F & X b e otk e A7 B4, 11 BT F PCR &3 1) 548 TP 5, fideFe — e FE B il
— MR ZRIEMER FMERE R A R AR KB DNA. #ERA STS HKHEEKR,
T8 P B TR R 1 A\ 85K R A B 4 R ) 38 4% 1 B AR . A 2K DNA 5161428 DNA 23 %R ST 2%
F (radiation hybrid, RH) i B A FIEE B \ T4 a4k (yeast artificial chromosome, YAC) E0& ZH
AN L4 fi4%k (bacterial artificial chromosome, BAC). 43 B ¥y 2 () B Th, ANk K FIAEMI Fr 24 5
T HeA, T B T NI PR 4 A sk TR i (R R P ) AT

KT EERAWFFINE, NIRRT T 955 .

PR RETELIEN . B ECR B4 Y2 AE B, HE R T 5 Gt A DX 5
EBE /N BAC EBRE, SATLANH A BAC BT . 1X& & B BUF &AL
PLH (A€ E Y] Wellcome Trust 254 Fr 32 HRFH# 23 SR - RI7E 20 4D 90 FER R AP A &



F-E® AXERE5EHR

HIHERG . (HAEANRERA T RIBEAT RS, XRE T TEEE (working draft) RIHE&, I E
SOk BT G a A B BRI R BAC EBHE 4~5 5 E 5 RIWAF (FE BAC B /K FREER
AMAET 3 5, IRBEFAH 90% UL EHIFFF, HERENIKT 1%. TAEREBRBEBRATH
EIEH A KRR, B2 CRAREIREME, X T2 E AR H R R ZEE R
PP 2 R ) e AL e B« SNP (R L EREA S EIT FHIEEER.

R —MHERC2ZEE A S (whole genome shotgun) il 7. X2 —N14r KRR
¥R, BRFEIRTS — € (st 4L M A 2 B A5 B A L, g8t BAC WREENHEFRERE, EEH
Z 4 DNA 78 i 2kb 224 B/l BCEAT ALY, i 2 LA— @ S0 1) 10kb [ 52 [ F1 BAC
v R AR v U, AR B EALBT R HI4 %% . B Craig Venter MR FIFAE B AP TIGR T
1995 4 B S0 K X — SR N A T AE Y 2R R i Bl FP 35 3R B T, (B T e B TRAEY
MR AEFRANF—EERMA. 1999 4F, B TIGR ! PE A R B Celera A 7], SIMKF{A
SO R v R (BDGD) &1, (A T 4 A A RSE], AT ESe R T RIBE KA 120Mb K27
FI W € AN e, AE B T X PR B AR BR R B T AT 1, BN R 07 AT N K FE R A 4 5l
5E H— A B I TSE R o

(Z) HF—RNBEEARIIFREE

BMARERATRIERZ G, WFEARREH A RRRRE, Bk E FHEoR K HIRAE
AL AW PR EoR R H, BOREPUE. 46T 20 4 90 FAKARERA TR, 7E3% 30
{LEERKIE 13 FEMERE . 2] 2007 45, BFRARNIES 100 TEELB5ER T James Watson
FIEEF AN F. 3 2010 F, — M AXBEFHAKNFRHABEEERET | TEEF 10 HEE.
2014 4%, %42 P 88 2 7 Mlumina & ATEIH— 00 FFAX HiSeq X Ten 453 BRI Fr % F M 31
T 1FE&LUT, HwR 10 & HiSeq X Ten W/F XM ZEAT, SERHEL 1 77 8 FMALE
Fd. BAREENFRHRERNEER, cCenaild TFB% EELNERER, ZRHANF
ERX#N T KSR AR

BRI Fr B8 ) B KR SR H 48 i T A5 SR sl B Wl FF H. R (high-throughput sequencing),
iy 45 — AR 752 AR (next-generation sequencing) (& . LA Illumina 23 & i) HiSeq M /51X
H1 Roche 2 5] 1] 454 U FFSCARRHIFT — R FFR M TARBRFEAR. BARAFERMX
BEAFR T, BRENERREEUEBIANF, o] AR B3R AT R . BEE A
BARK AR, BRERAN A, B2 KD REEER AN 74 LLEI, 5t K41 RNA-seq £
AR HFREE 5 DNA AHEEA # ChiP-seq £ AR, #F71 DNA H Z4L ] MeDIP-seq F1 Bisulfite-
seq HiAR. 5T 3D ZEH A ) ChIA-PET Ml Hi-C FH K. X FXEF AR THSERENH. X
S RACK I 38 T 5 DR A0 400008 P 8 4 2, T DAAE AT 90 38 e 25 48 15 P 038 SR B BT A 4
TBAT I AR R BRI 1 R R B

HET, M FF AR REZES K & B, UL [E Pacific Biosciences 2 7] ] PacBio Ml FFAXFZE H
Oxford Nanopore Technologies /2 & i) Nanopore JUl - AR K126 =B FHE AR LT & K,
=RUFES AR F A RX JETERTY o BEX £ DNA 2 FREH TR . AH{EREE
FrEAR BN R B, NI1— 824k 2 56 5 i i 1) 0 AR 1) 4 % 45 21 S8 vl O B R R 51 .

L. DR

Bl LA N\ AR R A v RII7E PR ) 4% i BT 4L vl O Sl A % e T B U P B R B R R AT
xR ARG T — MEx 2 EKIA R, [ERZEFRHFTE S ERKIIERE BT TE
BUFRERE. 8T RE 6Pkt 2 A 17X 25845 DNA. RNA MR EREFREFFIKTI6E,
KRR T e A F BT IUTERE . X — 807 BURE X ThEE R A % MR AR PR T B DA R
DRI 4 2 A PR A LB IR A 2 AT T 48

mndile
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= X Notes

(—) DEEERBVHARAD

B A A A RIS, BATINIREIE AR TR L) 30 12X+, NEL 2% KX
B RIS E A, M55k 98% MEFEFFIK ez £, @it ENCODE 1% h i H
ML, AT — P T 2L EREE A NERAX BAEE KEHAARK DI TH, W
JEgmtY RNA R AT 4%, XEThR 5 EAREFS—k, XRS5 T A EY%
Tike. R, EESH TR UHERHARPIFEFRA, XLEEFEEFEHK )RS E 2%
XAE% . DR N A EEIEER A MBI, JE%RES RNA. =R E R R X
KEF KT ) 5.

1. EARBER He AREFATHEHERRAREFAHAHNEEBir. BEEA
KERATRIMKRE, MEHOERBEAERE R, 1990 Fiif5, KEZHEREFIAIASE
HEACLET 100000 NEEAMGEE ; (B 2001 FERMALEFA TEER S, BHEFA
A ANEEFH KA 30000~40000 NEAGRGER; 1 AKEEAERER IS REN
AZEKHF 20000~25000 NMEAMLERE. HAET, RH#E=KEFE EBEIEFE (Refseq. UCSC.
Ensembl) 1 ENCODE %I i3 Bl i B 45 £ (GENCODE) £7r, AR KZAF 20000 A& A%ty
HH. F—HEABFHATERXKRFH AN ERARSERSES, SAERAMNE R
HHASEFNPBERENL. RN, BEART EA ARG XEZ N T X S EE
Ihke.

2. E%T8 RNA 1R#E ENCODE v RII4 R, #id 60% i A5 R 20 2 75 3 Lo 40 ffa o 4
BB R AR, XULHRSLE AR mRNA 245, ARANEFEERZIERBGEAEK RNA
FP5l. I~ X B, #H RNA (IRNA)D FIEHE /& RNA (rRNA) 15 )& T 3E4%F4 RNA. #H RNA
AR, AMTRBOAT LLK HESR S RNA 43 A KB 3E4R 5 RNA (200bp LA L) Finj & JE4a 55
RNA (200bp LA F) B2, FERIE, 200bp R 2R EH AL ARG, HEFRFERNEDZ
BX. HbhasdEgmig RNA X4 #% microRNA. siRNA 1 piRNA % . HET, 4% GENCODE
FIEBRER BN, ARERAFAET 10000 MEEIEGRS RNA FIKZ) 10000 /N34 ES
RNA. RELE# e BAE £ O WH KIESTS RNA X4 RE £V BRMAARES
R T R ZAEGutE RNA FIThEE, BENEEERNRE, M SEAREEAK. EERS DNA
ZRMAHEER, 2 5RWBEFEE. Bt AMICEFHE X E4mTS RNA FFRFTY, HEMHE
XSS RNA (RIE—2PHF 5, 28 BEZ KAV ¥ DRERMEZNHB AN R L.

3. AETE EERAMIEHREXELE T HS M WETY, WE3T. MR T, 4%
T%, eNZ5RERSSERNRE. EXLmREos s kRAMEHETEFEAN
gdié, N REFEREFFEDIG. Bitn, B3 FRIBRESRY € EFER N —B DNA F5l, — &
fr TR R FRRAOL AT, RNA BB RENEREFEEERSTX, &R
HFHITEREMAE. HFRER, FEMLFETHHNRBEESSBRAHREFLES
A, NI SBAHXREF R ERIE. HETCL5E A FE M3 L5 & B 2 F 5 i o R
ZIHM . Eitk, XM iRE RS2 880 RRERE TR TEBEYAR AR
DIReMPBIR R R EV S FRIEEEE.

4. ATEHY] BARARERATHL 20000 MEAFBLERE, HEH T MRS
LA % MR ) mRNA. B, ERRBHEQETZE T 20000 1. X—dREEEREHTE
Y1 RN, B RIBEREEFE RN mRNA K2, 56 mRNA (pre-mRNA) FEZ BTN
BT, I E TR, X—IdERSFEAFK mRNA #F—EEEFZHk. TR
HEINB TR, NS FRE . RGBT NE. Bil, AMIELRIATTE V)R —Fii%iE
FAEMIZ, T EBH IR R AERR M IE S AR 52 E B RS AF B B A b
SHFER, BrRXEERARESERMX.
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5. EFRAM=EEMFITE ERAEYNERATEANRZN =4%F P REDE. &
BT RERRAN —ELUEMRFER, T —MNEZERPR T R 5K A 5B K A i A7
BAEE R DA IR R RE. Bl AMMIELRMTREEFAN =4S AT, Fi
. QERARENEHLSERNEFRRNRSE, BARRERIEH: QEFAN®ELE WP FE
SRR TT, WRRARING R, G Z R AE 7R B B B SR PR, AN B ¥ b 85 4 2 [R] ) = 4
MEERHEET RSN =4 E1EM: @FEEA L, =X RN oM Z 18] ) =44 B4
4 B ma 241 28 e M PO 40 B e R 3R s @I J B2 7 22 1) B = 4B ELAE P fl e e R A H At
A (I CTCF & H. Cohesin HH . Mediator 8 A %) /M 3 4. EXLEHRAER L, =4
AMETH Rt T 2015 S IEE 30,

() DEEERENHARFER

Dhae R A RN R EE EERLE S . KEEY ¥ IR, SENER O REHTRE,
MR mMFAIESEFAMBERITRIFAR? EEEREHE. I —RIUFEERK CEXE,
MIFEHTAREZEEREMFEARAN TR, B& THABANEFRARE RNA [K50E, BIFEZHT
s FRER S TR RABERE O YR HEE, BIEARA R . A80 50Xt
ThReHE KA R T BodAT 4

1. EERRKEOHAR ERFEW, NHREFRSH, 27 FARET AN R, BT LA
AN BEEEE K DNA FrBUE e S L, 84 DNA HBOY—/NMEE, X8R4 5 40 f A mRNA
PBEARE A 2 cDNA P AT AT, I Al A FERE 056 IR BRI R4 A FZE mRNA
MRIEKF. HEl, REESH EREHRRAMRRENESR EHE ZHNHE. AMITATEH
SR U AF & 41T 40 B Py 3 R R A AR ﬁWJAﬂ]ﬁﬂﬁﬂﬂﬂﬁkﬁﬁ?ﬁﬁﬂ‘ﬁﬂﬁﬁﬁ%
. R L, Rkt 5 el DU SREGER B BB B R 2 T id DR ER M RER, N
M FEB T« B ARV T S TR E N . REEE ML R FEARBZER . E
B, SR B HRET A B0 [ 5 1R, (RIH 8 Mg R I 2R R B e R A .

2. RNA-seq fiX RNA-seq i AR FRFE B A 7 —Fh @ BN K HKE AR
FESRAK MM RNA 2B UK, RIEAFR KIS E B, KA RS polyA B HEE %4
RNA ZBRZANE HI5KES, RIBIFTEDF K RNA, B4t ki cDNA, KEfRiE, SneEksE
FBRIE, MABF T REAATIR . WFE 2 0% 757 AR AEDE Rt 82
ZREEAFF b, BB X HEERTS X 2 e B EFS LR, AR ZERMHFERNRE
. RE RNA-seq 5EFREEH ] RN E B mOZEEFGEHR RNA, BHL TERRE
&%, RNA-seq AR T ERATH EREE, B TUHRERA LEZHNER, KIFKERE 7T
ARBYY), & W] LA TBF 0 4L 6 5R BT A Rl -B 25 ] . RNA-editing S5 oA Y 2

3. REMINGEEEMR HTHARSFRNRESAZER, 1 H—9 I aeAE HE 4 5
B RIE PR 7E B B, AT EXN RA RFEERERWFFER —HEFFTHRER D
Pr. ZEEDIREEEAREEFERHARE NBIEE, XLHIEESXNEE R LK. 5, #Hk.
RS RR T R IBEE, HE—0K. AN ES ZEE A A LEIEE (Gene Ontology,
GO) #M1 KEGG H#EH. GO &2—FM B S84 ENHAMNERNEGTR. GO EERB AT
). AT 917K (vocabulary) SRR EZ AV A ER, X EANZEE 5 HM=A B (B
EANEBET A BATHIR : 4 FIEE (molecular function). 44233 7 (biological process) F14H
a4 43 (cellular component), B4 BT XA EFH &, Flna FIIREH M EEELENE. HX
WREE. F 5 SENS. B, P i EE AT DLk R M ALNEET 326 . T KEGG 8
2 PE R E A5 5 B 1 AR BEXT B R T 132K . 4, IR ARBEATEET TREEERK
XL E, DAVID. GSEA FEFE e B R KA A RN R TRFHED, HEATAMH
XL P .

Notes / =
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4. BREAFHEREFRAENAR AENENLRE TH ZFHFH DNA MEBH T
R 75 1%, Bl n gk fee B A (EMSA) 34 5 5 % B2 YTHE (Chromatin IP, ChIP) ¥ . 45 &Rk
SBHEEAR, AMIFEE TETD A R R %R U (ChIP on chip) HiAR. M&&/mERNF
FiA, MR HIR 2 5 n5R K 4 e Rl T 7. W4 & gLt i S Iiie Al s E 2 il P
FARM ChIP-seq Hi AR LA K 454 DNasel B 171158 = /5B A ) DNasel-seq Hi AR

ChIP-seq B AR, BI4Lfa AL Ve - WHFHAR, TESBREEH M+ PHERE TS5 DNA
56 B , AR5 B A B Ath 5 % DNA R BT W, B idds P E e R N ER
44K DNA B, MACERRERIATI 7. 3R1G 1 DNA F BRI A AYIME B TIE, X 3I3%
FHEA L, BT REFAELERA FRS SRR . ChIP-seq MR LKA R H — MLk,
HR—ME AN SN A 10 DNasel-seq HiR, FERFIA T 46 ¥ B F RO S H AL
AR R F BT A XE LAY DNasel B§V)#I JR 3, Bk, 7F DNasel B§V) 2 EH4A S, BT 7T
FHHFEF LA DNA J B X A Bt Tl e, BI ] SRR Re 4 R 7 45 S AL R AR
B B BT PR X LT A HEAT motif 3948, B8 %S &AL m KB 7, BIRN 7
32 5] motif HEMTEEJRE, Bk DNasel-seq TiAMEIRG 4 & ER A LB RE TR
R — '

5. ZHERAMMAR TEX, B EAEMZAHEIREA (chromosome conformation capture,
30) REATAERA S RUFHE S, AMITETIRESMALERA=BEM T, HhEE
FH P K2: Hi-C BARM ChIA-PET HiR.

Hi-C Al ChIA-PET H{AHN & 568 8 /R S Mok 40 A% A (¥) DNA IR B AT B e, Ra
# DNA 5 BATHT, R —AN K457 2 R EEEBGEL A DNA f BOlAT 2886, B 5 EALE#EATIOR
ST, Givt TR A AR B fe B T = 4 BF B 26 A R B ) DNA Jr Al 1B &L . B A
FH &, Hi-C AN BIREFTEEA RS S =4RZ FARER, M4 ChlA-PET 3£%, &R
RIS PR G Ut DNA HBUGRAT B4, BT UL ChIA-PET A MSIE R EANRE S 5
=Y BRI ME .

6. EARAY SERAMNMEAM, FE A (proteomics) S8 7EA dr AT 40 M %
KFRE A REABIRR SRR RE AT DOE S F A K BEE R M R [ R A R
KR IEBRMEIERRFF, R0 H T IAZH K mRNA #SBHEFME S R, FivE 8 RA KT
RSB RINBMATE HRNIEE. RN, AMUERARPHREER, BARKNEM B, =441,
SERL LA K5 HANER A B B AR BLAE A tE S R R B R Th e, X SR B B R A BT Vi i

SERHAEAML, EARHABEAEE TR, P ERBNEEENER,

1. Bk BHTARTSERENARRAFEHEAR, i LEARNRESZ2H R
% ARE FEEEEEW, BEBaRTRT EAnERSBEMAEARMXRER,
X — BT — 4EFR Yk (two-dimensional gel electrophoresis) Hi AR LI ZHE A FEF|
ARAFRESHANS TR EES, BARSE AR S 7' E @l sk 7f.

2. [Ri% AIHRER B R LM EARETEE, HAR T B _FER—K
# (mass spectrometry). ‘B 2TEX/NMIUER BN EEBZ M —TEOR, 7 LU 2 ik A By 4
FE, FETS CAE A REEEE ERAT e, SEER R A RR A . teAM L AT LR SR
REERNF . BERBHURFREKFERE. B, Z4EBK—REHEARBRE DL
A EERASFE R, A

3. ETHEIINEARAY FEERTERMNEIK. TUR. LA 240 S LT
FRM . XERFEAUATHAER (BO 5&A G BHALSF (BB . R HAR
INGFO BIFEAE R, DA BB SRR, R e ZE 250 R AN RS W b g 1R 5 i
Ao
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4. GMEMF SWEWFEOTENTERARAY, O8F X 5% ST LIRS
HA, TEHTHRTEORE S RN RAFRTEZ B RXR.

B TIX LA RBE AR LIS, B A RA S — M s 2 E YIS B2, BARYY¥
PAENKERIEFTETENORAHE, B304 RE UL ER T T . EORAEEE
FESG IR, BiEEAFFEERE . PO S . — ik B BIRE . 4808 E U KA EAE
FARIEES.

(=) ERESHFHNHR

ANER—NEGEEMEOBAE . A FBARTANMETE A Y 2R DL AE X 555 ) 5 B4k /
Hitk ERZER, RT3 R R EEA S A AR AR A R, TRARERASE
HH ALK, TeX T THEARIRE. #H TR, EEXN TEVEERHS=EEREM.
S ALERE L4 DNA FHHh & HE LHER AL SNP, ZEL2ERA P EH G~10) % 10° 4.
5ZE R BREZHTRERFTARRZ, SNP FMEF BN AMET 1%. 24 SNP {7 T2 K K14
BRFIHEIFRA cSNP. # cSNP 5|&E O MEERMAERWESR, /T SBHINEHE; fIT
F RS ) SNP 7] e ma B R KA A& . FrAXEFh SNP A ZBENLE N R
=, RERAP e NERBZHERZOER. H—5H, SNP EES A4 F & i 45
E) b, 7] F TR BRRF A (association studies) K€ 5 2 =M AW FHEREXFF. B, X
T ZF B AL B LR SNP IR, HNHERE 2T &, BFEES M SEEE AL
PRI B R BRAR A 25 2 BRI B SR R A7 M IRFIF R T 5 2 , RIFVLHIFITIR, UUERTFRAE
Wik PR E X RS &R BAR RN AREEA DNA 7l &M AT
R, X2/ 100 7 SNP #EA7 I HAMMIGEE A TRW,

HEERHKE, HiTE R KEZH SNP B TR A B PRYURE SRS, BFih sk
RN R R IR B (27 10 J7~20 J34E61“E HAEM” BB %)) B “ 27 B9 SNP (£ 5 4238 SNP
€] 85%), XL SNP ] LD BBEBK. SAARFAREK SNP SR LU AL KK 27, KL
SNP £ Z EIBAEB I (FEARINZ 230 SNP [ 15%), HHERIXETE 4“5 1, LA Bk
FEF 1 SNP, FTRESEE A2 T LD KRBT .

FERFH BRI R G, — /& S2 0 2 A 25 Tk 5756 1 B R 2 25 ) 5 bR 40 2
(pharmacogenomics) . Z5¥) K7 M EITEH Z BN A S FHEZK T, THEADAEE. 3%
B ZEMHEAAAYE S ED, MREXEEAQNEEESRANMKRFESREDZHEHE, 3K
EAF AR SNP. 2595 BH 40 %2 50 2 22 1) B AN A 1) 78 25 90 A8 AN 205 7 T & A 22 ) i) gt
A, RAEFHKRI, FHRIEAE B ET FORMAAWRTT 5 R, R “MEET”. X
— 5T [F B R R L R B B E MR AR . A EE T ERRAN LR Y E F 4 2% 15
AR ALRAK N .

(00) LERERES

b8 3 B 41 % (comparative genomics) 2 X AS B ¥R I R A K HRIE =Yt T LB
M2ERl. ERNERAMTRERNEE I ZZ —. EERANRIIEEX R T %R
EHZF, #ibs £ TR “IES”. B0, BAHEFE (negative selection) f# B THIHELIE KT
7K s BHMEIEHE (positive selection) BT ALE B = T F39/KF . YoFhia LLEER 47
FAT DL 3R 33X L3 S AT HESU X L X S R A Th BB R . X PSR IR ZE4R S (ENCODE) &1 o 52 3
EW. HHFRN 1% IXBR OS2 THP KB IER A F 08T, G5 R A FLEEEE W i
REHEHARESE .

b 8 25 B Tl (comparative gene prediction) & W FH LR E R4 21— Mol F . WATATAR,
T o B A 2 R 4 2 3 AT R R T — P B R B R TR v . FEMEA SR R LB A (]
WMAFDNRD Z 18, BAREEREFI R TR MERT ST HAE SRS FREAIEREX

mamd Spe

W

Notes }g
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5, FREERSHBIEE L. XERBRFERITTUAERS Erhe EEAE. AU A
g R F AR T REEZF MR TREARARNRTE. BNELF 52 HRE
I KRR I 26 DR A HE R TR e i e i oot . AR AR o, YiERF (silencer).
k% 2 (insulator) 8%/ 5% JGf4 (boundary element) k= B i (KIRFAE , BT LAIR 2D 7E 07 5F X 38
KMo

TEANKRERA S, K EE OB S22 AR E 22 8 (LR L, %
IR AN EREER, EaE Ao BAET, 2OFH 5% MARERHZ 3
FItEEFEME S, @@ TARFRER). BE, IMARE OHMEFRZRIFHEEENEW, &
T EEER T EEAMNTEKT. ZEEELEANERNE, B ENTRE—eEE L
RF T AR T H A ISP HKRFAE . THGSC Mt Xt A3 R 41 52 B HE 4T O L S R 4
ZAHTHRE T 1183 MXFERERE, BIEDR T EAE E R FEREY . H8 KR, 1385 F
L5 R REMAEBENEE X, BRAALREXEHE AR SWELIVWERRER.
YEE XA T 32 NMEDMRPRABIBREMARRERER, ERRH S 10 MRRIEZHE. BT
EARFE NIRRT REZHER4EF L, BUAEE . HEARKWREIELIFAA M/
W, THERE N AL FIERMREZEFHRLEA LK. '

—. AL

FriBRMis 12 R 15, 7€ DNA FHIARZME LT, XA Y kR B 7 4 B it ] gt 4% i
2. g, FRXEEHA e SR EE Y, EEMITMNRE k. KES HIAxEL—
H, X RRMEEFARER. mxdFR—MEEARA R, eNEHEAER—EZEA, R
T AT LAAMb A R L R A 40 g (A & 40 i 40 25), Xt R R ML L&A . o
RARINA, BARTIHE M F I ZEER L5, B2 B AR RIH LR A fRE AR, 2T ARSH
B B B R . T W R 4 — M F o 0 M o S T R P 61 B R MR
FIEH ALV, EHAEEEA L) DNA H 4 L (DNA methylation) F141 5 54 (histone
modification) . &N % PH 41X Fe b5 R 41 Fp 31 2 A/ B R 45 40 HURE e R R R MR SR IR B8 — 4 M
B. BXFUBREFHFAATENLE =3,

. 4958 R AR B

AMIFIRHEHEFRED ¥ R B L FRKKF L, Blngrs A fFIR LR,
- T AEYSEREEE, R EN S G EAYRE, R A EHLE X —B DNA.
RNA EREEERFFIF. R, EERAFNEARAZEREERARNEE, KEOHE
AW A, AVARBIRANRERXER. R, EAEGRER IR EZBR=ET —1
LIEM—AEYFERY. ARSNANHTERALZMEARALZNENELBEMT 5
B A R A AR FR) 2838 ] Bt X 50408 O A i AN A BEAR LY T SE vl A SR, A )RR R A
SR RF A4 H AT A BEE EE .

(—) £UER=

Y15 B % (bioinformatics) & — TR, T EHRZNEY EHN TRUREART —4K
Wk TAEYE BAIRE ALEL . 748 70 A A A IR S 5 07 T A B A e B AR o2 R A
H I £ R

EYE BFAEE FR A EHROURRA T Z N A, ARV B R B R4 % . & AR
Mg ABAE AT FEM%. T EBRERA Y REEWEF. ERA 1N
R AMERFIY ANFER R IZ 2N, W R #E . R RFHEER, R 8
HEHLBRE] BERER L S ARSI EI AR . EREESRU, MeW & C.C++.Java F
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R E S » perl. python ZFIATE S, SQL XML 5 4& 15 5 , matlab. R & T 45 vH A0 B 1)
WIEES .

2L PR IR TAE, AYME BRI TAEE TS 55 B4R DL E BT 38 31 1 &Nk & 2
B AR BAAT R R AN BT TR, R IEAEFEA BN ROGEER. AR, £9ER
FLEE LA ARFEEFZREEEN N EMBIFTEG T M, XA B85 i Ho8 R
R A H TR o

() £ RyE

HATAEEER R B, KENEIEFAMEAILEARE D, SRR AR B, Fik
BEA YR NI 30X L A ) K B8 75 5 I A e b2 ) U E AT TR E .

BB & 21 KRN ERKE AT . BRrKOEDBRESRE, BiEmEX
A5 8 MG (http://bioinformatics.ca/) I 4E+, HMGRM EEAYEIEER 623 4, GHFHER
HFF|. BERATFS BEAR=SEHH . SNP A7 S EE LT HKBMAR. R, EEEZHEL
UK B PR A W Mt A AT TSRO A o

B DNA FFAIM &, €4, Bls E=KEYRERPLBYCER Y T 885 EFEYK DNA 7
PRI R HEE . BI3E E i E R AP BARSE B 50> (National Center for Biotechnology Information,
NCBD ] GenBank ¥(#4& . Bx #Hl 4= #0115 B =W FT (European Bioinformatics Institute, EBID ]
EMBL (European Molecular Biology Laboratory Nucleotide Sequence Database) ¥ FEfil H A&
DNA ##% = (DNA Data Bank of Japan, DDBJ). Hl, £ NCBI #(#% i+, B4 2FUKE T8
1000 Fh A=Y 4 2L R A 503 . X U5 PR 20 0 B B4 O 48 58 T 1, th A& IEAEREAT Ul
FPif. SAMEENE N AR, 548, SUZEYD URIARNFS Qs . W ik 5%
. ORL. MBS M E KB |

oA T AE 575 M FR B2 TR R RE A 6 Bl BN 8 3 IR A i) 45 B A B A M 1 e
HGP ALUETF R T & Fh s B K R A8 F O A Y5 8% . B 0A2 T Santa Cruz B H0MN K 2 FF
R UCSC A JSEE K 41 ) B0 38 F1 & 4% .0 (Sanger Center) 6122 ) Ensembl K& K41 30 5488, X4t
HETMERHEN TR, ArEAENRERAFFIMERER, Bl BasE: RERT
FI. PP EBR. EESR. P IE 5L RRE KM GC &8, CpG &, Mgt EE
WY E E S 2 STS #rid. EHEFS. BANZE . mRNA F1 EST. Tl ({3 K . SNP., 5 HAh
YAtk (R 1K P Z AR AL LA B Ak 25 A Bk PR 20 TR I AR S J0E . T LSk 2 ) 5T 2% Bt o 26 R 47
FIHIE IE SR iR R i AN Wi S8 35

FHMN—EZE L K BIRE R, WX THERRT K Swiss-Prot (Swiss protein database)
PIR (Protein Information Resource). Genpept (GenBank #{#% i H1 [] DNA F 318 31 £ IKF51)
A TrEMBL (EMBL %03 % 7 ) DNA 7518 0 2 K5 B, X T EER=4FL4 00
PDB (Protein Data Bank) ¥4 P, 55K 1AHH K] GEO (Gene Expression Omnibus ) $(##E %%

FAT ERAFSAEER

e TR AL R B 5

V] N\ 2R DR 388 e i R ) 2 4 I P ol 2 8 B AT D B AR ok 7= A SR R, AT Y B 2
A B BENRIGERE . ZERATEL M | Rk b5 % T e AR E 4 pomi AR A JR (8, 8T
MG RIZRIEZ PR UCRABRAR R B R T RN R AN HINER RS, SR,
B A IR EE R A R 2% BT 9, R AR AL TR T MM ML i B B . NREERA TR
SRR KA T BOmARSR IR B U A HERR , JUHAT B TR RHRE AR % £ HE R AR

Notes /
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3 Notes

(—) EERFRBEXEEINR!

Xof A% G R S T A B B TR » 0 S A AH SR R 3 R T v R IR AR S B O AT
B R KER DNA Z8R8 0 % REXREATE M, V152 5 TRRAKNREAX B,
R e %X B DNA i, AR IRRE, KR LT vk, XA A ARE A
1 v R B T AL A B B BOR BOHES) T IV R SRR K, #ESh T BAE M 4T 432 ¥ . Huntington
FEEOA . BIEMS R RE S - A EBRSORER MR (B AEERRBRER). HE
NREPRAH HRIKFRE, F7 512 2003 52 sBE K A4, Fri AEERBRRMSEETHEA T
Rt iR B & X BRI, — BRASBORAL R E AL, BT WS 38 B P51 8 3% t 45 4 - ThRE
FASR B LR HEAT 2047 » IX R “ R oL 1% 32 v ™ H) S e o

(Z) ZERFBXERINRB!

2R, ZERW OB HF R E R 0T 522 Rt N B RN 5 5T
KR L RV R I, 25 5 R 71 56 4 A8 o 1/ a8 A e, R T e AR — 0 R R A% S
SRR . SEHET, CRET ZRFARI T KRB RESA o T X
ABEROEYAN AN EZFTE, G565 RRTRE SN (SNP) FRE S ARG RN,
XA RN GEHEAT 5 AH AL i AR B BRI B 8 A7 (5 23 BRI W IO B A SR B M Tk W3RN
). REE AR A5 B0 LK sl BT BOR B A RE, A R 48 2 T o L R A 5%
K BCH TR FIE, FrioRp St b RN NER S . HRXEE . RENRUBEFS
A, SE 4 R AR R AL

1. NEREHMEREZMERFRBXER 2002 43310 54455 & (HapMap) i+ XI7 {2
BT ZERBRATI . &t RIELREAR K DNA FEA, WHHlE SNPs BERE B, B&
2t N RA B R B3 R AR SR B4R I SNPs. B A SREE R4 3l e i 52 B S A4 R
BRI EE R, 2B KB AT (GWAS) B LI, 42T RSB R E PR H B & R
THR T BHITT . 2T, BFAAE {5 B) GWAS J5ik, CAERT/RKIERIA  FUBRAE BRI - /Lo
FLMERIIATRILT 5RIR RN 5 BERH

2. NBERARZEXRZAEFEXER 5 KT REBHRERNTEARETERF
FUI AT, TR B R AR E T EERER L. — N EEHDE mRNA & HERR
MIEHARMRIEE BEFRZS 7T LMEA ZZEE SHRAHREIUER . 2B F BR8N Ik
KU T X—T7 KB, CERIT L2 BRE0R (WRHE . BERIE A RES) hRI&
FHREER. B, KK T 24 Her2 IR T HIL REBHEIRERRE. FxXANF
B (RNA-seq) R @it —H4h i T B FLRIAZ 7 (0 SR, 183 il B P = Bowt Bom iAo
B R e SR AT 40, T LA R A 4 5 2 1 B R R AR WD RNA, T 48 7 3 s Ak () 3Rk g
T3 IR KRB o

3. NEARFARERZAEFEXER FORMAXERBESANUREECMIE
Agnid R, 2R A p Dot 5 RBIIR LR XK. 2003 SE/5 31H DNA Tif ERte
15 (ENCODE) it R KK+ & T A1 Z A F ThRETTH BN R, A F IR KT H IR T
BTN S XEDRETCH R, R ERE W T RORAXERNRE. B oA
DNA $ Fr 5 AR 8838 N K KHES) T RO AR TR BT . 456 T 6 a Rt iiie s
“RAFBAK ChIP-seq LA EEBHIES, X HLEHK DNA F BB THERNF, £4
EAAGEARN THED . HFZE 755 DNA R BAHEER, NIRRT ZhReoHx &Kn
AR R K B EALH .

4. NRUBEEXREREHFEXER RUBRERRKERRERFZEEXFEEN S 1
R, TREIREEF IR A SR T A A, AR DNA FEANATABHS. A%
FUEL A T RIHES) T RATARIBE A K FIREFAHRER . Bl £— L i, g



$TE AXERAS5EE

HHIEER (w: p53 2 pl16) 5" 4k CpG & AL, 5IEEERE RIASCH, MMt BB MHI 5 FE &

EMN TR RE PR A A2 . i, MLL 2R gmfs—F 4B 0 AR B, Y4k 5 A1JE S MLL

e EAEE R E RN REER T E2ER A FREAMELL, AT FBEMHERRE.
1L ETPREARNSE

1 58 P A DG BE R ) PR B DR IE AR, AR K b bR A 2 Wi B R I R 8, JL IR Bt
EBEAREIZHE CEKR. Wi, AEEEERRR REKAH 3000 Ff, Hod—F U %R
HE LR N, 1 B R SR EE R IEE LR A S A 5 MEERE K. XERERF5RFER
KE—ByE, BT BEIREH TERRZE, REA —ERERRES TR ER. BiE
W FE RS W5 vk, WSS EE R A 7 S RIRE S WA ¥ B R A ES T
% BN SR 2 S WSR2 5K W 8 RS N .

V28 W, O MER . BERE MEsE, BT 2 2R, HERXKRA—#Ha Bk T
fEEE R, A NE R TREEE, 6l RSB, XE5RR N % E &k
BT 2N EKILFEERS R, S BB TF 8RR TTRRA 2 5%, BT DR 3 SN 5 B
TEWi. EXFER T, TR SRR ERLRNRNRERET. TENHARNTARERE
R "ETEFT RIS WY DA R W 98 L FLARIRE B 23 B b B0 O, BRAE E& B N A TR 2 oAt i
o, BIERE. OP S I S5 B AU R . BB I .

ANBEER AR 528, LR AN FE AR KRR, (E188R B 5 g & A AH S & K
RAHE R IR, W KB S W I T B8 7 260t . Blin, 5S8RSR O MU% R AR <A,
4 FLT3. NPMI . IDH. DNMT34 % [\ Gk R, Forp — R B O L 5 RBINBURL T
FYIRR . 00, K Bk 5 7848 24T O B L3R 512 W 4 2 I BB 4 i 40 X F
BB TG AW R R VM R A RAR L. 545, EERAMR, &5 & 2003 F/5
B ARE A R4 TR (HPP) HFER A FUK T LT RB S Wit T k. mARAMH X
ARIE T AT RIS T BAAREAS, 2450, AU BN ELE | PR 22 IS BRI SRR R K
RTRAMENEORES

B T E T R L B R AT EOR AR, RO I8 A5 BY A A WU b 2 7E BB AR I A
RIFBEEZENEM. PR, MR 4 KR RSB B E b R R 7 5 o AR,
RMEIIES 5 T 2R REEN WERGER . RERRERE. B, FEERMH PCR
(methylation-specific PCR, MSP) £R B V2 M T A iR F B4k 23 1, Bk U0 M3 I 3%
DNA #2088 43 7R 25 90 1) B BE A K St 98 (1) & A2 4 HA AT BT, %14, CDKIN2A . CDKN2B
R B8 AR, T APC 2B ) 578 R0 U 5 8 i R AR k.

B T8 Z R R ERR S MAA T P I EEN, A M % E AR % F g
FALM, A RE LRI L YRR LU R At I . BB, YR T KU,
DMAARRAR B T W R E VTR R EUR . BT, B 2215 552 36 Bl BE T %8 4% % 3R (United States
Medical Licensing Examination, USMLE) I EEA MR H, EENB RS EIIEKRELE. I,
3 [ [ K A\ R EE AR AT (NHGRD Fl 5 9 I8 AR % & 3 /5 (Health Resources and Services
Administration) ¥ % 8t B T — I 42 & “H 443 o ()8 4% % (Genetics in Primary Care)” F1IR72,
KR B AR E T B AL FE K

—. AETHERARRETRYY

PARIRAH R N SR AE D AL S RIFRFANARTR. THRARERA, HaX
KAy R 25YIEE R RIVE R . AKEE 415 20000~25000 N & A RSER, MEAMHEE
T, MERARS - EAEAA UMEAAYE S, TOENRBERSFHTA. R,
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HEr R AEAE 500 MEABRA /D TP A, BB, B85 KL 90% K8 [ o] LU K i
TEMAWR SR . 2R, BT EE LSS, &5 RNA LR 5 B4 P KR T30 1T Bk 25 i)
. HET, C&EE T A UKIEB IR AW IT R IEE LA &4 B—, ANREREA TR
RIiGe R A IR T REAEENAYI A B2, SR FBARRE T HRENLS
YISO B=, BIMLEARTE BZE AR/ XM, SiEE K2Rl v k.

ANEERAXFERBIT IR —ANTERER A= EFTFHAY . 556, B THRBILEIK
YRIT R LR AR O T R BRI T REEHIBE . LR HE FR7T B 2 a2 R
6+ HBHFLIREIGTT2Y) trastuzumab (7 54 4 Herceptin), /F 4 —FE 4 DNA AT A
FACERGL, R 7t B R 0E ) A2 K B F 32 44 Her2/Neu; Imatinib (7§ fh % Gleevec) f&—Ff
Ber-Abl BRZBRIKEEMHIF], |2 H T8R4 ftE &M% (CML) [I3477 ; Bortezomib (7 & 44
Velcade) £ 4 —F 2 B AR RN HI], 752 FhE B8 3051 7 5 WS I NF«B (5 5. XL
MAPERK LA SR T HEBRIT . HK, BER FEAR A T8 € B 24 008 70 E AL
i, WA AR P AE 2 TR FRIRR .. RERAARNEEER (FDA) & AH
A MR R A B I 06 8 RS B AT AR E, H R MK R R ERN A .

Bl R R A IR AR R, B 550 K A2 KRR ) 5% RBCSK S B L& 10
RiE. BRBHNERGRE REERFAEETREEEEEN, WAEE RS £ LBHE
PR RRE QMRS BFREN AR E LSS TSR XAREY]. 450, A% A% LBE (HDAC)
#4570 vorinostat. panobinostat. belinostat %5 2 7E &SIl ARRLE B HIGI7 BHE . ke
RS EINE 1, M2 e 4l FDA fit# Ei.

PO R AR DR AL s B

Y EER — DT RE, RAE G TR EYRAGER KT, 4 fediss 8 5
HEAFORE, XRETANZE _ERNRAEDZOWE. ETFXHMA, RIVRES
WIRE], AREZHAREREERNARE B SRR THEERANSR. Flw, E&. 255,
. —ERYMAGYEL U R REROIEE T, i EREEMRNASERE T+,
AFRNBRE R A, XRETAEAZ 2R M RERNERK. ERmt, %
J ERI AT . =9 A58 DRI 38 A0 A3 B 5t 1035k DR 4 /A TEL % W 0 7 TSR A R

FLAE 1997 48, SREBIR H T H5E5 B F 7RI (EGP), 3 H BB T M50 AJHH Y
AR . BT ARBEFESSNE, AANMEIHRBREEN ZBEBEER. TFER
B Yy ER T 0 ST B AT AR RO, KKHES) T SRS P B (L # s AEY R TR M
HAEMEREHSGEER (0 DNA B ZHLH . B4 - B RR N AR EZhE A KiR5. il
X B SR REPI ST (NIEHS) F TAEA RIR5BIH T 500MAE . SRS SRR R M XK
F RS2, T IX 5 IR R 5 A N PR SR R R A F VIR BCR - AIUMUE 7T g 5 B8R 200 B fd 2
SERAEXR, HERSFAMLTRSERES. 23, Bh THEMEH K.

BAERALANETERNAXRRBBRM T H—F AT AR RE R
BRT HLAT RS R F N . WS KR BB A5 B IR InLAo 4T, #7 B TRt Be A {2 B
SR I FEATER PRI KF_ERZES, BT ME0R IR REER MR EAR. fln, K
A5 O H DR AL R U A B0, R B > 45 40 S R B SR ON B AT R LU 7 AN IR U F s AN R £
JRRZ —, & SRR O0 N2 3 s B FUs = R B IR 2 — 5% .

L, AR RA S 5B AE R A R RARAR, AMESBERNREY RIS
HERBOMLAERRMET 2 FIHEIGER, ANEREARRNERM EHRTAIRERRKER
REARHNR . X5 BRH B T AU € 2R 5 08 7 30% 1 KU A BE, FF0R 2t 1 52 A8 B ) T3 B/
TE AN PR S LR A S
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A B D &

DNA A B H REAHT X EEEEZE, AR/ LML DNA LM A5 L8R
#. AERA Y DNA F5) 5 B, ABAR G RE5F7| Fodk o F 5 400, XA H3E
AR, 9HEF. AL TRNEAFI AR, AEAALDNA 24 %4 mRNA, 5%
BFAEARZORNEE, AREERBRKTF L2 2AGARE, X PRI REHAT
mAEE, T 2B AMXEAAHFRRAEARFOREIAARER. ARRTTOES
ER BEEEAHETEFARELER, LADFH B AEHRE L, HimBRHFE
HEF ARARAOEBEAREAREEALRE, RAREREZLGER. AREH
403t R RAR T AR 30 ICABEA G FHMZE, MEHRITH AL RAKFHRRLIEE
45 % (HapMap) 3+ % . DNA /L4 & #4 # (ENCODE) #t%| . A Bait X ¥F. FAnH
BENEARAAFHETFRLIBFERE, Sl RFZRNFRABRXFETEARA
BB BORRE; 5 RNA-seq & ChIP-seq FH#H Ry 3344 7 Heid B Hid $4H )
AR RABRLAEGTE. ARRRASZOFANALERMERBG R £RHH
W\ e B AR A EE2E L. )

(REH IRAR

5% 30k

. Turnpenny PD Ellard S.. Emery’s Elements of Medical Genetics: The cellular and molecular basis of

inheritance. 14th ed. Churchill: Livingstone, 2012.
. Strachan T. AZ4rFiff&%: DNA SR ERE. IR, #F. Ju5: FHEEHRL, 2007.

. Naidoo N, Pawitan Y, Soong R, et al. Human Genomics. London: Henry Stewart Publications, 2011, 5(6),

577-622.
. Dennis C, Gallagher R. The human genome. London: Nature Publishing Group, 2001.

5. Gerstein MB Kundaje A, Hariharan M, et al. Architecture of the human regulatory network derived from

ENCODE data. Nature, 2012, 489: 91-100.

6. Vogelstein B Papadopoulos N, Velculescu VE, et al. Cancer genome landscapes. Science, 2013, 339: 1546-1558.
7. Hudson TJ Anderson W, Artez A, et al. International network of cancer genome projects. Nature, 2010, 464 :

993-998.
. TCGA. The Cancer Genome Atlas, http://cancergenome.nih.gov.
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A MM AEYHEAR R R EER R TSR, RATENNRERZE AR
1, X2 T AR R 4 i 2 [0 A 73 2 BRI 3R IE 85K (gene expression pattern) 12557 . ik
UL, REH BB A REER AL, T REERRIABR . i 40 5 Rk 53 A8 e Hh 4 5
HAH SN0 ks et 0 2R R R AR T A A SR e th A R E X EEN.

ik DR 3R A AR A 4 O AR 2 T ) P A SR 40 B 9 DNA I FR31E B . R
BRI BARID, BETRZ A RWBEL B4 (epigenetic modification) EEFHAK, — & DNA 4
TR A I S B4 Cn amgme (1 FR 4L — R TARABWS IR FREEES
(chromatin remodeling) . ’

T A 2257 R oy R AR 15 E DNA R385 B RIILSAR b R Mg £ (epigenetic inheritance) »
R (epigenetics) MRFFFAN K DNA Fr51 038 50 B & AR A AT AR 284k, Ei
U R TN BN 4 0 R Y (0 AR R IEHLEI I — TR N BB 24y X . RUMBEN RHE
RS, DA HFITIRER ¥, %@%ﬁﬁfﬁﬁﬁ’_j& ﬁﬂ.ﬁﬁ:imfﬂﬁj@@%ﬁ
R — N EEA RIS .

F—F  RWEEEHHLH

—. DNA WAL RIEE O &

DNA FEA4k (DNA methylation) FERIAIEFI L4 DNA b I mEnE 55 5 05k R 1 F0 B 5
(B FEMN &5 &, HamE e bR AE 1k 5- B 5 MERE (5-methylcytosine, 5-mC). WHHLFNY)HEK
# DNA 5 5-mC & /& furng BB 2% ~7%, £ K £ 8 5-mC FETF CpG B (CpG
doublets). MHFLKBHPEF A+ ) CpG Bk H R I SR TAL T 4 Frow2k EHLHES B 1
MR, (Ex R AR m SRS, CpG B H R A Z A E 41N DNA F HRMmE.
LM ERRREX R, CpG B H H LUK B E s . SRR S L E
# CpG —BAZ H BRI X IRFR A CpG &% (CpG islands).

FEMFLRER BT, 4 40% &H CpG &. CpG HF M 5-mC REMRHERHEFRE A&
5 DNA K454, Bl DNA S — M 53 UTER (gene silence) AH3CHE; T 3E B 34k (non-
methylatednon) — -5 2 K f175 1L (gene activation) #3<Ek. 2 FI 4k (demethylation) M| 4E 5
—ANUTERE H ) E B0 (reactivation) HHICEX

Z R () B Be 4L B (methylation pattern) i i DNA 3 B (DNA methyltransferases,
DNMTs) K 4FF. DNMT ¥ S- iFH F H & B (S-adenosylmethionine, SAM) b FE#ER R
M e R A 5 ALBRIE T (B 3-1A). WIS MT, DRI T =FEH M LEER
DNMTs, Efl Dnmtl . Dnmt3a Al Dnmt3b. 24—/ F ALK DNA FF51I S, B& i DNA XX
2 AL (hemimethylated), B R BF5EH S8 30 F 2ALAR T, 15 — & EES 4 Dnmtl (1)
TEALAE 5 BFE b 5-mC XFRIOALE L AFAH S ) faek e B 34k (B 3-1B). Kk, Dnmtl B
DNA & | 4k DNA H 3ALE A 477E, Dnmt3a I Dnmt3b JUJ 2 ARH R4 Ak DNA 43 Foff

52



F=% =W & %

) B B BEAR B TTT NS FF86-& B 5-mC A Sk R 2468 (de novo methylase). iX££ DNMTs LA
5 DNA % H 3 ALEE (DNA demethylase) 7 DNA FFELAL R[5 ERFRSCR A B A, &2
R RX RS EFH TR EEZEMME —.

Lo 5
C DMT1 c
P 2 CH
NZ 4 cH — = N
X 6(‘“!1{ s L2 6(|!H
1 1
O/C\N/ 0/ e
H H
Hamng 5-Ff LA mE e
B
CHg CHS
i I
CH. CH
3
| DNA DNAH % !
I Sikng | BB
CH; ' CH3
CH; CHJ

B 3-1 HamEnE AR R REA R MRS

A. JmEE AL R B. DNA &l jG R 4R
Y

2009 4F Rao FN/NAURIL: 7F DNA HEALFI 3 B Je b 2 [AAFAE P (R R W A pm i, B 5-
¥ &AL (5-hydroxymethylation, 5-hmC) B4fifE.. 5-hmC /& H TET (ten-eleven translocation)
HH TET1-3 Xt 5-mC BEMBMHZER . 5- BENRIZ 5-mC B RNE—F. 2
FFE A HT387R 5-mC A 5-hmC 7EEEFH A 23 AR : 5-mC 3= BEA7 78 5k PR 1a) A (A1 A X35 LA
RRZHUTBRERF, 1 5-hmC FERRAEEEM 5’ 5, SHXFEVMEX. A, AR
5-hmC K F&E, BrRXFHEmT e EEE. EREAS A L, 5-hmC Al 5-mC &
BLA AR EHEF I E AL Bl 22 55 R HL B X 3 A7 76 SR (1) 5-mC, 1T 5-hmC WI7E Je ik
BLE4£. BoPm3EEEIER: 5-mC A 5-hmC 7B o FER MAHK K R 5-hmC 7
DNA B [ BB A EE, HEIANTEASANERMAXS; M 5-mC —M&7E DNA- & H A
HAERAL Ak, BREREREZIEHMNEREN, 5-mC M 5-hmC H 2R EHLRE.

A RAZ /M B 4 B 1 B R DA £ PR AT S AMB 1, kAL Z B4k AT
I, AF AKX EEMRT A2 DNA- AE A WAAEIER, F3aRKAEER LK, KA
ot TR EYE . HARA PRSI B0 E 5 TR E FF 78U H 44 85 (euchromatin)
F R DA Fe 8 S PR X 3 04178 A 1 FP A0 BE 5 R 48 1 7 B4 £2 ) (heterochromatin) BA K & X B
SREZMARSE, A DU BRAE R R i X I . 4 B RE AT DA B, FE A1 DNA R4k
HER. 4FAFERMNKBREMERARKNAS, W T AT RESWiRA AR S FD
(histone code). i, 4% H H3 (58 9 MEMRTRE (H3K9) 74 5 H 28tk H B 5§ (histone
acetytransferase, HAT) {EF T i) ZBAL B4 5 £ R VR HEREMH KB, —HLA R A i Z Bl
(histone deacetylase, HDAC) {4L i 25 Z Bt 2, F-4 4 5 5 FF £ B (histone methyltransferase)
YER#ZERI—AL B LR, MR — 7§65 E A (heterochromatin protein 1, HP1) B Ak
MEIEGERE FR LSS . HP1 45453 DNA 4 F L CpG & 1) B FEE 2 1K)
ERPIR. ER, AFA H3 5 4 ArBEBsREE (H3K4) BUEE 36 AL EMRIREE (H3K36) i FZE
A A8 ) A5 0 R e RS AR R BB . BT LA, AR A IS B R R IE R MBS T EMAR AR




=8 U E %

7t Rt AR ER R~ det®ia, M7 DNA F4 A 5 2 MEH T — M 3ha
B T BE 51T

R 3 :) iy

et i I R e 0 RS MBS B AR, AR 2L K4 DNA Sl 5 89, Mz
HIFERRIE, R FiE P BN RO A LIRSS, 523 DNA B4 (Harpe 200 o ne
R AR BEEE B (B 2B B R, BRIz R84 4EatR
A 45 & (H2A.Z 71 H3.3) ATP KB ge o SR E 8 DA KR AR i RNA R HETTSE . R ms
A E R A R 2 AR REEZERYEM, Hh a4 DNA EHFEE . AMFET. 4
RSB, AR . AL R EE.

HEAMFEBMHERORERRTNEENHZ —. XMEUGEE R 6 iR EE
Mg B3Oy HAb N R O RMS &0 R B, AR A REmE Fr e REEE 595,
BT LU R SR IA KA. T4 K E AR S B R TN, 2 51&M K
BT HTATs. HDACs %, ‘& HE & BR F AL ¥ % B (lysine methyltransferases, KMTs) . #i & 8
Jiit /i 8§ (lysine demethylases, KDMs) #5812 F 1L 1§ (B93E E1, E2 A1 E3 B§55) DL K JIiVZ B
(deubiquitylases, DUBs) 55 . XL&MileH U2 WK YR XILE, 77 LUe BB 1 A i
B e R OAE H (H2A H2B. H3 fl H4) BORBE A 3R EE. #lin, ZER A HtE 2
#iFEH (polycomb group, PcG) HEHE &Y+, ZHIHIE 54 1 (polycomb repressive complex
1, PRCD & F5E H 1A (ring finger protein 1A, RING1A) B{ RING1B, P& ¥ {41 E H
H2A 55 119 A MR A ) B 72 L (H2AK119ub1); T PRC2 B4 zeste2 #3% F (enhancer
of zeste 2, EZH2), W] LAE4L H3K27 =4 FFEAL (H3K27me3). 535t —2E Trithorax ZE R
et TR EEAESYE KMTs RS Ril% A L7 (mixed-lineage leukaemia, MLL) K%, &
EHA B A FEMERN H3K4me3 Fric . BT XA FAMEEBMHIRT, 4EA
WEEIE % ATP KB R ERERR SWRRAEN . XANE WA LA ATP Ki# 1GR3 #H
HEH, NTMEZNMEEEA AR . 124, CEREMILKIWETE T KY 30 NEH D
ATP KB R B R ER T SV LE. KIEFFI MG HEE, X2 ATP E S h 4 N E
B : Bl SWI/SNF (switching defective/sucrose non-fermenting)~ ISWI (imitation switch) CHD
(chromodomain-helicase DNA-binding protein) /NuRD (nucleosome remodelling and deacetylation)
LA A INO8O (inositol requiring80) 5§, XK S YR B AW FAHRT . SWIUSNF ZEYEA)
RMNBER AL IR, B 8~14 MARIRIEAEA R, H O WERH ATP BREHE, HAh{R T
HEAFT R EREBIIRE, 7] LIEE P YR g shals % /Ma, T IE #8511 1
WX, BAZSRERA%: EH T ISWI HE5YH SERBRIG gk, AR C- Kin
SAND-SLIDE ZhRE3RIE Bit MA R AR, HF 5ERBMHARORELS&. ISWI REYES
FHAMBEED, B4 T HANN IR . ISWI AW/ MERBERA FHES, A B) T4,
EG A PR EEAEH .

Qe EBEE SV 54 E DB ESAE BAE R R LAV F RS RS e R, oS A R R
FRBIT“FI1E”, TS MG SAER A, AR frias.

Jetr SUE Y E A E 5 ARBRARKR, MAERIE. H A7 i g o5 B Bt YA 9T L
Aol e R 1) B SRS

=. JE5ES RNA 4 T3 1S

EEZA P AERBRE RN —K RNA 27, iXE RNA 2 FAB SRR E AR, s
tRNA il rRNA K ZhEE, (HEESERNKF AT RERIE, EE R, 578, mRNA e 83,



F=F RN &F K

BFRZ M ESR TS RNA (non-coding RNAs, ncRNAs). ncRNAs f#5/» ncRNAs FlH & ncRNAs
(long ncRNAs, IncRNAs). FH:H, K4 H 20~30 % E® (nt) ¥ 5L/ ncRNAs 4> FE8 2
WA . R/ ncRNAs 2 FHRIRRE. &1 TG SN FEAULATIGBER, MU A=
2K: short interfering RNAs (siRNAs); microRNAs (miRNAs) ! piwi-interacting RNAs (piRNAs) .
siRNAs Ml miRNAs B 52 D5 1, HH siRNA B AR B K BH5E 2B B XS T miRNA
KAl a o FER AR T LR KR I G ; T piRNAs FIRT &1 2 489> F . siRNAs Al
miRNAs = Z fil Argonaute 2 H 5K Ago B 454, T piRNAs Ul 5 Piwi B A 454 . miRNAs &
ERIA WIEHERL R EST T, siRNAs WRILA G- R A e BB DfE, EE2E0 SRR
ANRIERREER, iR, B THEERNE. piRNAs FEHFETHMAME, FEHEE
FHAR M ATAEThRE. IncRNAs BIFK T 200 MEZHRIFGZ H EEARMEINRENERF. KZ
¥ IncRNAs il mRNAs KIFEELL, Af=4 THFRERE &Y, 75 RNA BEBI LKL 5%
BIFFERKAXHAROBMSE. IncRNA B EF 5 5w AR SR, FHEPEIEME R
MRE B . IEAk, IncRNAs B 7] LA RNA £ R85 1) )3 3 3R SR ¥E T 3y B 2 0 V) B
1/ %4~ RNA (small nucleolar RNA, snoRNA) fRIF=4: 3 #2. Bk, I~ Xt IncRNAs o] LLE B A
K% RNA %3 T, AFEH78 T RNAs. snoRNA EF {7 T, FAXBRE X7 HEBKE
K155 . IncRNAs FEFAEMMZA, FHREKFREARGEFEKL. 1993 45, Ambros FI[F
H7E 2k H (caenorhabditis elegans) ¥ H K& I T miRNA 43 F lin-4, H I 2926 & B B EH K
FIRWEMER T . fL4F)E, Fire, Mello F1[F FH4RIE T 4MEHXUEE RNA (dsRNA) Al RNA T
(RNAD HLHEF A RUTBREE R . 1999 4F, fEMY T R IREE I UTBRFFEFE 2 20~25 nt RNAs
BIHBL. S5 R B, dsRNAs T LI BB 5 20~23nt siRNAs.

Dicer B 247 7R 5 dsRNA 5 B EE 1 (Ribonuclease I, RNase ) Fikk Rz —, E
HELL ATP K877 30K P9 YR EAMIR dsRNA RTAAS> 7N TR LB 24 21nt KIWEESY 7. RE
XA E YL R, P —RBEARIEESUNT Ago EHRESLS S, BERARMMER
RNA % S T3 & & 1% (RNA-induced silencing complex, RISC), 1 — &8 G &4 M = %K.
R ¥E Watson-Crick BEERC X JRHE , 18 SEEIRAEE R RNA 43F, B, RISC 7] LAy 5l i 40 6%
SBR[ e g A U Al LA S N RNA 2L DNA FER#ELE], AT SE I & Rt R R R
LA (E 3-2).

4 B0 miRNA 35 KY) 30% AREH HKRIE . miRNA 7] LUES$E M DNA R EH
BiREER W& R ST LI ER . B, B 7E M54 bk &3, —/ 84 miR-
29a. miR-29b Fil miR-29¢ ] miRNA Zj% (miR-29s) 7] LA\ E 82145 DMNT3a fl DMNT3b; & H
ik miR-29s, ATHEIR Ak DNA B B4k, M-S BUME 40 Ma ) DNA g% 54k . 7ZEfifg 4
furR, iR 40 4) % K] (tumor suppressor genes, TSGs) /& BT /3 &) 48 B B4k o 4 R WU BRI -
miR-29s ] {§ TSGs B3 T CpG &2 B HMNFRE, Mt F MR 40 A T A
. XEE I~ miRNAs 7] LB B AT RS IR EATRENERE. 234
B AR QM4 S, miR-29b B T H#:AEH T DMNT3a #1 DMNT3b 4b, e v] LB HEAER T
DNMT] FBH ¥ 7 SP1, Ml R UTBR 1% FEH . #t5h, miR-148a F1 miR-148b 2 5iF#E
DNMT3b 1Rk @it 45& 3] DNMT3b 3 F mRNA 4780 D35 (K — MF AL A, miR-148 FKIKA]
LY AT IX AN MK FF8R-A 5L i) DNMT, 35 DNMT3b JINAFE VIR R FRIFERETIAER. 7—
J7 1, BT miR-148a & 5 L R WE L K=, B3 FEA R KR ALR R A& F Eb
RA . IXEEIE LA, 3R R A YK miRNA B 7768 B RY ¥ AR WS E B .

miRNAs 855 HDACs LA & Z il & &4 (polycomb repressive complex, PRC) % A (]
ik, HDAC4 f& miR-1 Al miR-140 947 i) HH4E /5, 1 miR-449a 7] 5 HDAC1 f# 3'-UTR X
44 . HDACI 7E JLISFhy% 40 b 4 b8, miR-449a 7E /i 51| B 40 o -h EHr ik, W]{f HDACI

Notes / ®
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ER4H BRABLBERONE
¥FET . SNEER)

J Dicer
ifthyggpif
g

3
|
// R

PR . EE RNARER# DNA R
§13-2 miRNA F1 siRNA KR R IhgE &2

KPR, 5 540 5 IRE A M T AR 3E £ &R A, EZH2 £ PRC2 (AL IEEE, it i 41
E A H3 5 27 MOBE R R = Ak (H3K27me3) TR 55 et R A, S BULA TSGs UTHK .
75 T 51 IR 40 BBk AT R & PR 4148 P, miR-101 ZE B R B FRIE TR, 5 BZH2 #9380
XK. #—BUEHERY miR-101 F#EE] AZERTF IR A0S B B 28 o %8 ) EZH2. miR-101
A+ S8 EZH2 $HIBELE T b8 40 B S S AN SO R T . tHB7R miR-101 3@ i xof e 2 W X 4
YT T B A SR .

miRNA %R W% (1 35 70 20 U sFp ) 4 ik B, 6/ BURAG T4 2, miR-290
EEZEER T DNMT3 R E #0%]F RBL2. 7F Dicer & KR T4 M+ , miR-290 FHEAR
1%, i RBL2 #lidRi&, Mt FBumki B4R 7 s E K. # miR-290 SREHHRIE, W7T
DL R X PSR . SR1, 7 Dicer 341 AL 'S (HEK293) 41 i 4, miR-290 = Xt M sk
DNMTs 5 7EH -

siRNA it i 5 7 R BRI, el USRI EERE R AE . EREREE Schizosac-
charomyce pombe ', & Agol IR FH & T RNA i F# R YTB (RNA-induced transcription
silencing, RITS) B4, it 454 1) siRNAs A 45 3 MIRF R IR AL S, BlnE 2L RERFF.
RITS B5Y15 RNA £ R Es 1 1 EBeAH B A F AT H A 5 X5t siRNA B1iRA. E4HESF
EHBE HMTO N3 T, RITS EEYN 46 {RS#AEA H3 B 9 LA ERRER AR F
Ak (H3K9), #M i T35 E A R AL WEE Swie EH (HP1 EESTHFEERER), &4
FEYAFIRGE . RITS X HT AR F Y45 -& th v BuE RNA KB RNA R &8 &4 (RDRO),
RDRC F|f3{ RARP £ (Rdp1) =4 KK siRNAs, ZE i ina&fy BT BRAY .

piRNA PAPRERIAEM LA R AP RIE, FERINER F R FE F %t B 7 T it
BRVEH, REBEAMEEHLTMR . 2008 55, K.Miyagawa 35 AiESE: 5% piRNA #HEEHEA



F=F R W &%

MIL1 F1 MIWI2 7 5350 4 A 78 40 M id % B8 F M Sk DNA 3k sk . $RORTERFL 3N Y A= 5E 41
MR FF7E#E RNA 55 1f) DNA AL, S JE BRI R0 (9 308 A4 1A 178 B4R 4L 7 9T HEdR .
X— R LKEN: ERARPHFEEE N H/AD RNA 7R, AAEA MBI DNA R
LR G R — AN R MBS 48, ZhAHh R E B 4 2R 40 M e i 0 2R R R K
MR R MR BWERN K E SRR 2R ER FH 2551,

IncRNA J&id LA A3t EEAATHY . FB— BREFXTINEY . B IncRNA BEidFx
WS Bz FIE B & KThEE. BN, FEm P2 HE eIt 4, Air IncRNA MAZAZE
BARIE, RIGT LITERRR A B AR S ZERE ., Hbhz —M Ig2r RFEFAI 5 Air %
TR ES, FESHEF TR ZEE YR 5=, IncRNA B (cis) 1FHBE
BB AP R M RIE . IncRNAs AT DABEAT A7 3 R 4% 5 (K H R 1k Z R B H — KA
Al — AR RIPAEE L. XFh IncRNAs 7] UL 5 B4 K4 R (18168 & Y0AH B 176 AT 2 iR
£, B0, Xist A] F4E PRC2 % H3K27me3 #4T18M; RYBP-PRC1 WX H2A #ATIZ ZMWBE.
=, & IncRNAs Jo 2 i #5170 P 2 K PR Je 66 TR A 22 OB B UTER FE [, IX UL IncRNAs 7] 5541
FRRN FREREEE SRR —H2EA, (HR T DU 4R AT E R . flan,
A2 HOTAIR IncRNA £54 PRC2 il LSD1 £&4), H#& H3K27 FEALF H3K4 i FEAL
TEHE B R LA AL, NTIREWERF K RIE. IncRNAs XEFTHTEGEULFEENREARR
NERS 5] R B AL T M 48 1 EEA R

W FLIE A0 MR & R B EUA ncRNA 5 FRURREE R 3 FIIG ERES, MR EEKR
K. IXUEHLEIAT I H R R R IE KOF A, DUSX 40 MU ER B 41 O AR A RSk, X R
AT DU — AN R R — 05y, B SEBIR — AN 2 B UK

. PR ALENE

FE K 41 Ep i7F (genomic imprinting) RFWMMAEE S 0 —FIBR, RIEH AL MER
M ZREFEAERT — A BARFAEE MU, 75— AR AN EE P R 5 55 A B (R vE
(monoallelic activity). 1956 £ A.Prader 1l H.Willi 25 Jfi#iiE T —Fp B QPR B 44k 15q11-q13
X Bt R 51— ) LE R K WL, SRR IERE B/, SRR EE IET, A
Prader-Willi 44 4E (Prader-Willi Syndrome, PWS). 1968 4F H.Angelman FE i X #it3E T KR
Jufa ik A — X B k5 R — P E ) LE B DAL SR R A, B ER T AREF ARG S
1, # A Angelman ZZ 41 (Angelman Syndrome, AS). PWS Fil AS IX—Xt4r & iER B SR M EE
FHERAEMERETEEARKEN, XAHINER L MBI FKEFRHNE. £FHL PWS HAS
BE PRI B T % X B 2 RPN et PR R 5, 8 I /MBS B AT R RO Bk AR R R Y X
A BEHESI N E S CpG & 13 F FRi& a0, FR A ENZE .0 (imprinting centers, ICs), t
FR A BN X (imprinting control regions, ICRs) B E[1iZE4% #7044 (imprinting control elements,
ICEs). 7ESLURFNBRFEG A |, XLRE K CpG B2 P RAB WA EESR, HISCYEM
FEIE Qe 4k 16 1Cs (9 F 24k 2L RS, 50 Y 22 57 H &4k (differential methylation) . 45l
i, 7€ 15q11-q13 XH —B €44 SNRPN K& 430bp AR K, ©&H 23 4> CpG —EX
BHR. 8t 8RR A B 23 A CpG B H IR T3 B AL, Ttk B R RE
RE N AEAJE RSN . KRB —B R, XM EZE R FEAK ICs R X Bk E R
IEWETCHF. 1997 £ TKishino SFHIBFFUE AL T X BLAYZ % - S5 %M (ubiquitin-protein
ligase) K%K UBE3A A 5 iL (loss of expression) A] LAB|iEZ AS. AS B F %I H K
FKFIERHTRER A LA ICs RN R AE BB TR 1 PWS BF BB T X E
) 22 /N A2 YR BN 28 35 R 4 R R 3& (misexpression) 8. IXFREEIRRIEN 5 R ERF JH 3
THI K B B4R FIBE 5 2= A SR R JTER . PWS A1 AS BEARIBF TR S, IX Lo R Epid 2R R
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EFIEAE—AH MRS g RRIE) BB 3R KT Ee; [EARERL S EHE R
FIEFIE AP 2R, KeA RN EMES T, BUFH B TS84T 0 FORS N -

Beckwith-Wiedemann ¢ &1 (Beckwith-Wiedemann Syndrome, BWS) & —Fiid FE A K45 &
1t Covergrowth syndrome) ¥ £ 5 IERER 56 R B SZRER, HFJLERME S Bln. &
WET Bk 11pl15.5 X B2 P e i i X B BN 78 BRI 3R 0k S 187 P 38 4 2 R R L8 % 24 R 5
BUEIL . EZX B — MK 1Mb (FH 24T 1000kb) B4 Beh /0% 12 ANl EHES B BNk
%A (imprinted genes), 3 F 28 B AR B FRIE BN, 71— B BHFSFA R R REHRL,
X S K] 43 J8 B AN BN 28 85k (imprinted domain), ‘BT 1 ENZRRA 53 A Z # T H AN ICs. FEFE—A
IC 7, FEA BB ER 4 KK T (insulin-like growth factor 2, IGF2) 3K, H19 KM —/NE &
CpG 5112 5 B AL X 1, (differentially methylated region, DMR), = KHEF| IR F /2 5'-IGF2-
DMR-H19-3'. I1GF2 &—Ff R IFEA FH FRIE K MAG A K FEF, 2 IFRE X BWS e Bl
FRAEH EE, H19 & MRHESMEEFZEN poll# % T, ENEBYREFERSENGEAR
HERIIESTS RNA, HFABE N EAK. DMR 2 — MEERZEX, 0 ERFHEL, URER
Bk R R A CTCF 4 &40 4, Xt IGF2 F1 H19 #4738 B 3L BN AT (reciprocal
imprinting regulation) (/ 3-3). HI9 fl IGF2 HRILEFZSNM T HI9 3' FIFiI—MEET. 78
R EAE L, DMRI Z2AEREAMT, EAVERER CTCF 5 B4 6, NiikaEHr 7 IGF2
PiF HI19 T8 7, FrLAZ85R 7 3G HI19 M. ZERUEG ik I, DMR1 & FEAb
B, EAMUAE H19 ZFPTER, CTCF AR 52 46, &5 2LYE IGF2 R & T1EH
TiERIE . XA REX, MR FERTS, DMRI & T — Mg EFRFEER, #
FR A BB T (insulator), 7EEMZE PR CRRIAAER . BhAb, X B S 2 AN ENZE iR X Xt B4
2 D 4 L0 4 25 44 0 0 R 4 1) 2] 91 I R ) CDKINIC (p 5757 28 A I 254 15 40 i 43 34 R B A 56
FIEECREAT B T . XA ERZE AR X N B R B B 2R o T B M S ARG BhAh, B
BRFEAS MR, £ AROIK 14932 RWE A5 11p15 X9 IGF2/H19 ENZsAE % 254
MIENZEZE Rl DLKI/GTL2 EVigEk . DLKI 9wfs— 8 6 MR EAKE FESE E/F (motif) AE R
EA, hERWEEMERREER, AT DLKI FiFH) GTL2 b4 A 4 E373% i) RNA, Bi# 2 8]
#HE CTCF 8R4SRI . Ll BWS 84t T — N EF — 2 SE R BT ENZENL ] AR AL,
RUE EN BRI A 2 Fat, a0 iF ORI R X RNA S5, J8 80 T4 5 M A8 B BN =R
MENZE AR . 1H IGF2/H19 Bl iR+ / R th R M AE B T 7 R
B RIE MM EHLE], B3R A R B RO Byl & A i BB .

J%
IGF2
X CTCF

OO o O
/\
B LN\
DMR1

. ocgo 0000 0 R\ AN
\

B33 BzhFe. .ZRHAELX (DMRD). E#EEQ (CTCF) fMi¥EF (B) Xt
IGF2 1 H19 X E S B N ATEX REE
H: ORAEF#AL CpG & ; @4 FHAk CpG &




F=F x W i&F 1%

Z4 BRI EEE R LA 80 1, KL siRHF . B2 HENDEER K /ERNLH HAE
SR JLFASS DNA FEAL R 5 W A ORHR . (EARER IR, W RS RS 45 SRUR i B e 2 R
DNA FH LA B0 R 70 A FE A0 PR B AR 22 S 1) (1B 3-4) .t R it B R4LENZ 24 i &
I — R RV AL B, XAHE Gt — B A7 T R A R AL A BN Rty B, B rR Ly
HEN ST SR C RS KA R T S NER S, HFBLCSEARIER T
PARIER N RAGA R FH—A, TS — VIR BIRRHA, EHASIY LR
BN PR 5 iR LI A K R B RAGR K DI RER VISR . SO0 TR R B G AR S 441
B R R AR ot . W FLah Y AIHE A B I A T R, LLRGE I W FLah YR 40 BB HER 3
I 2 0 ) S S AR R IR i R 2 —, AR T BB R SBR 2R 19K R B9 4 i 4 K B B 2 B ) F

YR AR

R4
(2n) i

§ﬁﬁ£

gmmm ¥

L&

SEN |-

‘ 133
Ay l B u Hufatk
(2n)

B 3-4 FERERAETELEERMENRE

. FENAGR R B

REAR—ARERFNEDFLRE, BN -2 SE SR —H 200 2R
B YL G s 1 G RN Th BE & R I A0 M A s PR BEAA TR I R . LA ) & AN 4L 53 BLAR
W RESAT KE 40 . H 2% HAH B UhR I Th 8, iy SR e AR, X IR A 0 B R AR S e 68
KRS, BEMS RGNS KL, A EMMMN R A RBMZR R EaZsE, U
REEREZRFELZ BRMHEAERSE. T —MNMEOHERYE, Bra S ThReE A48 E 4
fEBAEEEE—FREEA, HHERA—FRNERNREHEA. 5E NG RFAZMA Ry R
PR R RIS B AR 4 B 5 8, A2 AT LUE ioh 40 i 23 S0 s A5 11, (6] Bt 12 R & 4 A B
FERM T REME. RWIRfEE, 1 DNA FEAFE DNA 4 EMNEARE &Y, N TRE
AT B A% B Gt TR Y PR S RN B R R IA B RS R E EE MER .

1997 4E 1. Wilmut F1 K.H.Campbell 25l it — R 6 % BB FE R FLAR b B2 40 iz i B Al s
5, &5t 277 LR, KT 3RE T LYk 4 i ve B 36 — IR Th, 1R T 4 4 “ £ ) (Dolly)
I 7E R 4R E A HEAE . 2006 4F, S.Yamanaka /N EY DA F DU/ % % Bl F (Oct4 . Sox2 . K1f4 1




¥z W& %

cMyc) M G 440 1 4% 1l 75 5 750 42 #5 B T4 it (induced pluipotent stem cells, iPSCs). iX ¢
HLHERTH R : R ILAIYIH, — AN K B R AR B AR IR R R B Ak sE RN B
775 LR ULFE ML FE b, N 7 L LA (0 & B RIS AN B K A B A& B0E , T 2 al i 3R
B AEE G . T LS04 40 PR IR 2 e a0 o 2 R R /K () — R A1 i Ak, LS 40 i A g
J5 P R BT A LA A RSB

EEHREMET, FHRIEA T M (primordial germ cells, PGC) # A 1A 41 Mu A (IR W 8 5
RY, 7€ PGC HEANMERR TG, BRAT 1R 3 0 J5k R 26 FF 4 408 ) ok 0 22 2 799 A A 3 0 G v 2 S P O s
SRR SR R R AR R . FEZRE SRR, R N R R 4 fS S IR Rl A TR Y
%K R 5 DK 20 76 99 40 PO R P A BREA BE v , & JR B RRGE  E AE O B RS I R R M I B R SR
IEFE R, B BRAE A5 41 M R B R v ST, iR BN IR S R AR ) 42 B R WL AR 18 b ic, B
TR R B AR WERE A (epigenome), W 3-5. tpt Bl REERRWB 1B
AR R E TR RIEEF L (reprogramming) . R AL T EHwmAENRUEFRHAA HLF
RE RGN, WERBIEA AT ME R FE, A G b6 R E M0 & H IE T
KIfe4 . PMRIERPEFREEERITMTR T BIGKE HRUE FHEHRIZ MR ZER
LG LR RMBALGRETERIR . SR, To B ShH) ()R W 5L PR 41 58 B2l T3k A A 3h ) (1 it %
Y, X AR AT R A A A A% B A o B S 50 R T R AR AR P R TR AR U A A A P T
FEAEAEHME LT o '

WA EH

3 ezl ok a2l ot BEMGHS
R

E3-5 MEEZBELREPRAERANENRE
e BRI A A A B R AR E AT, 5RO 4 A
R AIEAL B (BFEEE R A D) S EAHMRRES
RO R AL ER L (B OERE N ML, 6
HE RN INAN ) o BENR R S HEATBREND R (h B EERR
) SR B MR S =g, ElRMRNERE A A
ZURr S T AR E A

i —MERE B 1) B8R R AE 5 11 P B B gm A X A B AR AL AR 8 UK . B, ZEBh s
B, R AGEEFRRAME ST R H F R ENE R R IGF2 f H19 MIRIE KA, E =i e
BRI ETHRAFARE T N LHBIEETRERMENL. EhHMAE —RER AR
JERE RETMT 458, XA N IE 2 RS A RERE SRR . K H.Orstavik
25 2 HRIE S 0 40 i M RS T3 8 (intracytoplasmic sperm injection, ICSL) 4B G Hi4E ) L&,
F77E PWS/AS Fl BWS KAERMEH IR, HER)LF RN BER H19. IGF2 £ 24 EN
HEWFERE . XL RN E VEN LM ETEARZE NETITRMBE LN,

1992 4, Q.Jaenish 1& FIHE [ T2/ BACH S THHERIT T EH a2 8. &I Rk



F=% X U & %

/N DNA FEHBEER, REPROBER2HRSNREN—RIIRERE, HHERR
KE BRI SLRA 7 HIE Y H AL TS R EE .

N X REOERTE

1961 %, M.F.Lyon #i#2 tH T X THEMER AL A A B & X kb o —FRER
PLRE B UL, FH A X —MERAEAMERPLS. (EH X RERVEI—EREEE. TFEX
FIFRRM, X KiF £ BB RWBREIR, 1 A DA G 540 FAR ) RS B e —
AR o

1996 £E G.D.Penny 25 & Bl X Fefa ki) Xql13.3 X B —A X 4k¥% 0 (X-inaction center, Xic),
X Bafh RGN Xic KBIFH RS, RET BIEARAA. Xic K4 1Mb, G 44N CaEH:
Xist, Xce, Tsix fl DXPas34. X &0 RK1E%F f % % K F (X-inactive specific transcript, Xis?)
R, B X Jetafk b Ja s R E, B KR P Y5a A EHE (ORF). P4k X §
Bk 1) Xist F P ERAE N L3 8 3 F /5 3 Xist RNA AR E 3%, (B 5 RE —%& X k=4t
) Xist RNA KX &3k B S BARE, It R EaRMMERLRE, 1 —%& X A4
K Xist RNA SRR, iX 5 X RNl 2F REFRS, BERAA FOERBRERE
wEPE . EBERRRE Xist RNA 7ERIER X R EARE ST, /e aks R atk
A e MR B AR S A T R RS e I 454 (B 3-6).

Xce (X-chromosome controlling element) %&£ Kl 3= BL ¥y X Gutt R BEHLRVE HIZERE, 24 Xee &b
TAERERN, AP X B Or KGR T2, MERSREN, RERART
ABEYLA. Toix ERRLT Xist T rIRR Ao, s OTCF M4 A R04, #78 CTCF
5 Tvix AT geth AR H Xist SMRIT KM INEE. DXPas34 HE 4 CpG, iE—/ 15kb KM P E
HEFA, 5t X fafhkidms — el EH. K& X REAERNEZRA, ——2R4ERQ
H4 I ZBiAL: — £ CpG S = 2.

MEPE R4 i X B B AR B BEAL RIS 26 T X5 X Btk BT SO AR iR HEEURVE X B ik
VEFE, FDARIRE R iE X Bk Xist FE R ERARE . 6 X REAbg KGR BRREE
X BB RN R AR RGN, 3#n X RAKRERNEETFS57 X REMARETLE
WERTFEOIRE. A T R3N X Bk kg, Xist WAER Tix 2 5% 2N RE. EHRH Bix 37
X R fE A G i B W0E T X Xist RIEBA R BB OS5 R B gwE 4] 7 R
AR Xist A BABAEFGIER . CHUERRY: £ %N, X J O rBE FmRE
HasEn] U R X Yefafhdent. 2009 5, J.Gribnaul A RI: X EWFEE Rnf12 %K E3 2 %
FEHEE RLIM REA T A 04T 2 R UGS Xist. [RIG, METE A4 o v] CAE T R RLIM B H
REBEREHL D —% X Rk (B 3-6A/ XREE 3-6). Rnf 12 fi T Xist L3 550kb &b 1
JBEF, RLIM & 8 7] DUE S B80S Xisr B0 (B B0 Toix WK 8 7567 5 DA S oAb R 7T
(i Xee) THRAVER . 2305 1E B HIVE A I, Xisr i) RNA #7 3%, N E3h X RfatkR
¥, BRI SS A Ref12 (— AN R

/Rt FE T (B 3-6B), IEffF 5 U7E Xist {7 S, HAESHRE
LB R (B LR) iF Xist A BeRik. FERDUIAMLS, Octd 1 Nanog %525 ¥ REE T 7T LARH
1k Xist H)3R3& ; AT BIMT B, 2R 4 T, 3600 Xise )02 71 58 O 7E MEE 40
P e BB s S, SR RN M AH B, BEPEAR A B IR R R ) X R B Xist
WOE T3 I AP BUR A RIVREC N R EH K T8 T Xist Z [RIIIXTAR. Bk, BHIET Xist
BN 3 R R B S a3t . 78 5L, Xist RNA /19 AR UTER T 38 X R fa Mo st iy
BUEF, FERIBESHES, BAMER X RAKEEAEER MM RNERFE. RE X 1A
RBRID THRER G TH— LA, BLESERAS ERMBEEH TN EEANS.

o 2]
A
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A Xistfr 2 AR E I

——————- RUMEHAHMBET

?
W
Xee /
" Dibiee X-Tinked geres
s T
! 1
/ -
e N P P A i
e g
Xist RNA
B Xistf 15 ¥ s 52454k
SHEIRZE

Q Xt

A B Xisoll

3-6 XistfumNFXRBEELEFLIETER

EH FNBESER

RRBLPEIRT ZRRBWBEEHEAREM . BRIWBLBHRETROER
FEEAGAPARE, —ERBIERE KR g 1231 72 3G AR IR 58 2 B R WAL B M =
HAIRZ AR MFER (epimutation); 75— F UM L5 i iK1 70 T 451 5 Th BEAH K (0 5 B T 4
BSE R, W DNA FEEBIENSZR FEN CpG H%4 & EA CTCF ZERF MR REM
T3z,

RUGHREX TRAZREFMEEARERTOERR. RUBEAESHETLE
ot PH I8 s 1 DR e S O U RNA 20 176 40 8] A= R m HL A 40 i B R Rk . BARXE T



£=F *x W & %

R BRSO R A AR MRS IR A4, {5 R Holliday %5 N\ D& H T RSB
(epigenetic diseases) FIMEE, HH WAL P R MBMAEMELE AL REMELR M TR ML R G
KEEOLE, LEFEEZFRIE.

TSR A TR

1983 4F, B.Hagberg 55R1E T —Fh B (& HEHEAT M4 R AR —Rett ZEE1E, BAEWA
ZE, FEHASE 7T~18 N A B B 58T, B S H IR = 280 Th A8 ) T3 010 R 7™ FE R R S5 AE
Wy KR BN Rett ZREMERE—F X EBEF R FTAMBAER . TERMFFAEH, Rett
SOIERIBUREEE R X R Ak Lm0 McCP2 HERHIEE . McCP2 2—FHEEEERA
(methyl-binding proteins, MBPs), fb% — M H UM AL CpG B G2 454, KBRS
THE K BB T8 1 2 A4 (chromatin-modifying complex, CMCs) Fl DNA F 34k X B i B 48
—f AR B E R . Rett LEA1E B35 f) McCP2 $ERZ8 2542 vh 78 FE3E4Y, CpG 45 &t bl
i BI5 N, XRREBELTETRENSE S IE 6. HBERRR, McCP2 B
B LU 2, B LASE AR B it IR0 BEAE 0 A4 HUR R T i AR 40 e ML E B A T
W5

1981 4 D.J.Weathrall 55438 T #1138 MR 4K R IR R, BEJE UE S 3 4F 3% R A8
A BFFEIR, TR — A X VR, FRN X IEM a- PG / 8 K BB 4EA1E (X-linked
alpha-thalassemia/mental retardation syndrome, ATR-X). ATR-X R:HRLLFHFEMEMNRE R
o MR IAET  EREE . a- BRI, WRATIERE, H2 MBI R R, B
EVIESE ATR-X FEF g — &4 HY K & R84 1, (plant hefeodomain, PHD) {15 K1 5%,
Re—FE SR T, B SR R R AR R R, ZE AN C ARE S Bk
MiE SNF-2 S5 I F R AR 7 It G5 A3 . 740 a4 284 IR R P 3, 48R A e AR 3 24R P 3 1 57
Yefs JRIX . 76 ATR-X B 5 B — 678G 3 3 5T R0 0 AL R R A T 5088, AT R o
RNA ff] -tDNA EH /75, Y L& 4457 1 T2 DNA M X ERF5%. XEEFFIX
15, PR AL ) PR B /D, b Y fe 5 B BB A JiE RS SNF-2 S5k 7 7E , R7R ATR-X 4ahd i & A iR
Thfie v] BEEC A K DNA FELAG R 32 65 ) B 9 IX I K R WA B B e — i e . — 22y
FIR ZL 34 ) S5 56 WL S IE S5 SNF-2 B A RE S S B R4 AR 2RI E %

etk X G ta iR LR & 1E (fragile X syndrome) & —Fh LA 1 T 2y 25 ELREAR (K845 1 5 7
RERAE, BUREER AL T Xq27.3 MMt X B B2 (fragile X mental retardation-1, FMRI).
R B AR 5 mdEBiE X CCG = EFRERFAIKT B. E¥AKCCGn &
HIF5k 6~50 # I1, I F 52~200 ¥ VLB FR A AT FEAE (permutation), & 2 200~2000 3%
I FR A 42 R A2 (full mutation), XF (CCG) n ¥ WA & A2 Bl 5 AT A Wb AT (9, X AFR A
)& R (dynamic mutation). 7MH7ER (CCG)n EXFFIT R L5/ CCG # CpG Bk H
FRI PR BAL, MTTTME FMR1 PR TBR, 3XFh YT BRI v Ko B o o AL 2 () o502, T S £ SR (K R 48 1t
—HAEY R K (CCG) n EH fF¥I st & 58 e P18

D.Wohrle % A#EAT T RUEREAG MR 41 FMR1 $ EH 250, #2528 CCG EH 73 H%
et X REAZEMEREP RS FREAERRME THNSRR. Q%S CCC EEFS
RGP X R ARG, & 530E FEMR FMRI B R F O EF RS, 3
Hin (CCG)n EEFAIHBEARTR R . A TUEEMB 4l P sfis R AE T 2 FEMR M, FIH
RE S P HAL RN 5- B E T (5-aza-2'-deoxycytidine) AbFRAfE 1 X 40/, 45 2AF FMRI
ERMOBAAE S H3 M H4 EFBG, RO EFEHE. XRERE X SZA4TEEEN
FMR1 K yTBR B AT B T M EE P51 AL, XA 5E £ —F HEFE DNA
Fr 5| 2 W8 AR 164 7 T S BUN — PP R R R

i
Notes /

AP
.
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ICF %A 1iE (immunodeficiency, centromeric region instability and facial anomalies syndrome)
R—ME LK R EARBEBAER, ©R_—F R FHERZEERE, ERAE R AR BT F kb
R, FF0E AR A DK o FE FOKF L, B A RAMAF S TR EMA. £
ANFFUNE ST IR, 1258 A2 BEHEIL DNA Ak 340 ) DNMT3B 4mfid 2k R AR FrE. B#F
Z2/0F T E B R 2R D BB R, Rl B e A B G, A, KBRS 15
9 516 SEFELFRAKKIINE LK R ATE R B, X8 XEE —Fl 5
#ALK) T2 DNA 731, {B7E ICF &L P52 2R IR RN .. KEFIIBINAN 5HLRN
ThREM BhEE4E (kinetochore) 2GR H k. A ARIL ICF BH KiE X a4 H CpG HFIHA
EHFFIKIK DAZ4 FINBL2 % B . KB S5EEA D 5-mC ACE BERMIELLG A K
EHep REXSESFIREFREUAHEY&. EFRGFRRESTEER, & WEH RS
45 G BT B8 A 1T A OC B BE B R AA K T i, (AR MR 20X L5 B /R 3 F X B B R 3R
A, 37 ICF LR &4k DNMT3B KR ) 5848 W] e ik 2R ARG 4 FF K 3 4P i Jak 2> 7 3% ik PR 3R 1)
BELIEL1F R, AT ()2 R Wi 7 AR 2 40 30 6 R 1) SRR B =

L g A

BHAWIAR Bn: 25RIE 754 (rheumatoid arthritis, RA) W A8 Rl £T 4 40 i o A7 7F 3% 38 A%
FEALRA, Hrh 048 CXCLI2 BB 3 1 i bk BB LINEI (K LBt ZERLRh &0
T, WK T DNA FEAG 5K SBERFRIE . 2ENAPFRBER: RA W BB EH
MAFEEVFE MBS FREAERAX . RS2 RERW K ARAE. EEE. 9490 RE5A &
BRNESRE. HAh, AT R AL HAT/HDAC iEHE LB ZE HAT A XS, FRITHEAL
WAk, BA SBE R FINIR, EENM R RGN IR BE . fln, f£—FMaEE
41 DNA () AL AT 50 v A B Ja Bl S i 40 M b ) B A S A A B SR s v B3 %=
R FRALK IR, 55 B RAWBAERKR EERN, —T%4 RA BARERY TR 4
JA I AL A R ) B 40 MR T 40 B i) & Fh B 0 R IB I RS SR AT T M B A, RIAH f4wid
Aurora #8 A ¥ B FZEERIABE L, R4 H3K10 KBERAEBM. XFREMAES
BERR L & S ¥ X A F#% KT -kappa B (transcription factor nuclear factor-kappa B, NF-xB) 24
MU F B3 F R R BRWE LSS, NTTTE—F 40 BRI 3h MR R N . th4h, HAT Kk
HILAN R AE RA BB RIS RN R S LR, HH%iS Esco2 MR RA R Esco2
AR ST AH R B A E R, R 5 DNA S HI#E G, MR S A 4 ok 44 5 844 m] LUAH BLAG
Xto BHk, AT CAHESE Esco2 24 HEEE R M B s 1 -

BT NF-xB J& # i AH G HE R 3 s i =317 7, T 202k (R 40 45 7 vl B 4 B m) 82 1
HWEESE, AT ERFARENERERD RAMNS, YHFATHHIESWRAEEE T TH,
(R R R ME F B, XEEMRH SR AIE T % i 40 (L 2@ 12 1 SR A Hi R L1
st

2. PR PR AL 1%

IR (HD) A& — A48 R i B0 M 8 A% AR B AT R0 , JLAFIE R IEREIE, 15 %
W, HHEFHTHEASM TR, LRRE: HD 5RWBER“AEOFN" 7T, EmiEFRE
JREMAMS TR EFRH ARG X, H DNA FREALFH SR HD HBUHRILEIZ —. #
tn, BRFEF A2A 3%44 (adenosine A 2A receptor, A2AR) FiA7E HD i A\ B & (K, B R EHmE
# [ ADORA2A ] 5'-UTR X 5-mc /K-FAELCR 4 B B3 n s FIRIHE BN RABIESE T3
IERE . A, 76 HD % A HD ZhAAE R L & HD 40 M5 2 o 35 W 22 21 40 2 K Z Bk J
RGP B, SRR IR T N o455 B H (cyclic adenosine monophosphate
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response element-binding protein, CREB) 44 & [ (binding protein, CBP) Ef HAT HI)fE,
R FABIA o BB/ BLUESE : RIS Z HAT 35 (¥) CBP ¥t KRR 2 e 12
R AIHIEAZ, T RAEHT A5 BRI CAZ B8 ) JIANSZ 5w s BT Sl R R, B = 3R &
A HAT % P P300 (CBP [R]#E M) RAZ /N AR T WIUCZ LLURGE & Rz, [
I, CBP 21 D REH 2R AT BE & HD F8 35 TA KN 2 GE RE0S (1) BE R AL o

v Y5 44 22 37 5 F (brain-derived neurotrophic factor, BDNF) 7E4E R4 JLAFIE - K B FIRE
fu ] SR T T A EEAE ] . BDNF (KM A% 45 1 55 45 ok 0 2R AN 17 kB 5 (1) 7 B A B %
VIAEK . Bltn, K o0 o0 FUE B & i N BDNF B[R 3 5l F B B4 K F+ & » T BDNF RiEREK.
H T3 B B A 7K~ 5 R A i A ) R AR AR AL, R, T DA A X 2R 1 A )
RGP . Be], [ERFR IR RAE TS 2 AL B 1%t BDNF RIAMEZE M. HEHWHAL
PP LA T 33 BDNF 5 VI JH 3§ DNA H B K BRAG, B4 )a sh sk dt—0
/N B Z 20 R I B2 ARAL AT [F] I 3 ) F TR IV 580 Dnmtl F1 Dnmt3a B KRk K
FEAK: [FFE, DNA FEERBE R EHI R 5- B -2- BT AT T /) A J0 2A 40 i) BDNF
JE3F 1 H A, AT LR Bdnf B )R IE. 40 L8AMIESE, ik DNA H 24 F BDNF
FIE KRBT HES Y 2 IRF

=T RWEESME

PR BE AL B AL, th R R IRALT R . 40 S0 A% SEAE AT LA 3 IR 1 R A T R A 1% 45
B 20 SR A% (0 528 U B 7 e R A TR F) R PR . DINA F A I 25 S 2 R 41 43 o i LB 8 £
BB ESARLZ — . DNA FIEALS ¥ BE T DA m 5 AL AR v, 3OnT LU, DNA HIEEH
M RIA AR AL DR CpG &) AL H T 5 e i A B R

—. DNA H3E4E S5

FENARN, R ICAHI AL T EEF 4L 50%, 1IEH BT 58 HRARAS . Tife el R BT,
X EL 4 X 45, (35 4k SR T S T4 Alu JFH L& LINE-1 751 2535 4b F-1% FF 2 1b KF
(5-mC BRR). CANX LR L0 Mt i) B Bk T 4 735 DNA e 4 850, M ARIE T
Jetafh AR T o 1 S X 3 (0 R B U ] 3 B 8 ST AR 4, il Ik B A A S e R E A,
M-S ZHERARTEE. Fl, AL S 72/ BRI 40 b sl bk DNA HEH
¥ DNMT1, AJ LA g 4k 5 007 ; Heab, S5 (65 25 2 AT LLRE A 5 8t & A AH 26 1 22K R 88 DL
. VEREEET, AluF1 LINE-1 JofFar BUEE RNA F AR T3, Mk T 2 KA1 30%.
XHf T RE BT, B RARERERXNEES . EIEFHZH, Alu 1 LINE-1 i@ id
DNA FEALBITER, TZEME P RIAEF EALRE . B, 45 E R4 R, LINE-1 &
BAE R EAKCE, P T EEFREMEFHR . Alu 1 LINE-1 B3 K IAEE/ 4 fa il 5
R R EMOKE S ERAATR e F VIR, &R T Efe R AP FEAEEH. XETHm
A R A RN B/ PR TS mT DA e R 26 ERLAIE PR BRAL  TR RE S 3 AN REAR, B L1 4%
S AT LUE LA BYHE ) mRNA AT RO, FEFHEARIZEE A A, i &7 1 B A
24 LINE-1 Jof4r 5l FE sh 3 3¢ f1 5" smt, B el RBOCHAS W), H4E A28 5 R 40,
T B B A R FBIAL, MRS EHNRAE ., Xieg Rgfa s B akm . &
HRiE 7T UL EEAARE .

REEA MR ERN A Bn € R ENKE, (HEERANFEEX ST mF 2RSS, ’
PlL# 5 DNMT i FREHHK. %1 DNA A2 B DNMT R4t B 25 A # 8 B) fng
LM . HETARIRE DNMT KR AT, {8{X DNMT1, DNMT3a fil DNMT3b £ 5 i ig

L

Notes é
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BAEFENHEAME L. Hd DNMTI #HE A ERE RS, S5 E R T5 CpG A7 A K H
FAE M, DA BRI R ZEA R A, ERHBESAE AL ML &, R RGO R
I TE LA YTER ZE BRI V5 1 . DNMT3a F1 DNMT3b 15 4 M kA B I 7E IR i & AE A 2 % & 2
HORIEER, BB IL R R T PR . DNMT Kl Rk 20 % WAFIE. H1H)
B 2 B X LR n] DATE 8 40 M0 P A G E R 4 KRBT B L 1 FR KBS . DNMTI Al
DNMT3b A] 55 F i R E 7R RE &4, 783 FXEK CpG BiF S Mk i) H 1L
Bifi. B, BavRM A MRS E N DNMT3a R 5B H S F Y4 %. FHit, DNMTs
FERRE AL CpG 5 i B EEALRIE M R R 48 FURVE e R K

CpG & & T AKER BB FHIZ 60%, HPRKEZHE FHRIRENER. —14 CpG &
KEK kb, BE KT 50% ) GC & &. IHFERM CpG & IEH MK FEAEKERRAL + £
— 3], YLEHIXLE CpG &% DNA FIALHAS 5REERE D . £MRERER S, B3)
FIX I CpG & W) LA FFEEALIRS MHRIE . AHLLE T, PRI 4H £R 5L (K1 f|] CpG A7 45 FMIC B 3
WK F EEAATEE, CpG B (1768 B EE A I i T BR Frb 8 410 ot 22 A £ 2k v {2 3t e 3 1)
KEFKRE. Flin, PTAN 2&—FhBh - Bs 858 K & [, 76 FOR BRI oAb T 3 B RS
T B 40 B A SR Y L 40 26 PR R4 a8 3 I B (1 APC TUIZE i « FLARSE | 45 e il i i
FEABAPH . WA AT F ple 7 JLTFTAE B AR 4 FMEPRE . XL
] BR300 6 45 7 40 P A 4 e R gl 8 4 v L B R A

B T I R, HABIS R ML R, 5 I DNA 16 5 35 R A0 #E 3 (R 725 O B S R A T
TELUTRR T W48 7 B R AL AR T A1 e 5 3 MR &k A2 B4, GATA-4 1 GATA-S5 B 27
KGIEF B & Py TR % 7 11 DNA 8 8 3K 0-6-methylguanine-DNMT % 1T R &
fde b . BRI, CpG 8 8 F JE A IR 2R T DL ot 52 i 25 o B i {2 12t el A 46 .

i 98 o i P B AL A AL BT R B AR & 6 4 B, (BIX R A SE T R — AR A 4R p 3
1, (MR RAFEERALRFXETC. b TE PR PSR MR B 55 DL Z
KAHEAER, NN FEER M. XMEERER, BEFARAHE, 2EMHE
A PR BRI A T 03, A4S T iRl 4 SR B R A P R A

fif 8 o DNA HEAER K FAS RAE THOL FRUBAEF L. FHL DNA LGEE
AT AR 5| 45 A& B AL i e e s 2k b, FBh TREVUER . XEFEABW U ST E HAb
S HRMBAEFTOEBES THEER. THEFE DNA 4E5EABAKRTUSS 5%
DNA FIAE QT HAEA LI R 25 DNA L& A R A EER .

Ik 8§ RS

B* T DNA FRALBM, ZEFMEMPNAEASHAEREREAME P EEEENEM.
REFMMFEZIAEAS N mEEAFILMEMKREZE. IMAEREHTUEMAER
5 DNA WHHEEHURSEAEAZ RPAHEER. 4EaBiHE— 1 sh&ELE, ZH 3
ALK LM BRI B 2 B LU EF BMbRe KRG . X—RBEHE—NMRERS &
Tl ek B R AE A K .

ARAMFREABMHRATEEE MR, EHEORERHRA AR R R B X R B
EHBEIESIE. AEAEMEERASE H F HY4 REAFERAIBERZE L. BERT
Ak th B BB B ¥ 7 B8 (histone-lysine-N-methyltransferases, 5% K-methyltransferases) #1k.,
EWHEHEFHFEEARTEBNIE. PRARBETARERFRMSMMLN—NXBEA
EZH2 (Enhancer of Zeste 2) Bl 2 BiE MR F A B E, fTLLAE H3K27 =FEM. EZH2 B T%
HislH B &Y 2 (PCR2) K—AN 7, T PCR2 BEW] LARE 88 BB [, ] LLiR S H3K27me3.
H3K27me3 trid —RIEFE VIR S K EMTH A XHER, L4 Hox BEK. R
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EHFZMRES, EZH2 ZAEFNEAK FHERERERS. HRAKLKN EZH2 Mt REANEE
MAERTZI R P B 5 W, RIA M EZH2 BEAM RN RER R ¥ M.
i, EZH2 B 3Rk B2 45 5 b FLIRSE « Wk 98 e o 40 fa Jg 0 LAtk oo Jgg F) S SRR 1E . E
P, H3K27me3 A AAMKEEE R /S 3 1 B S0 i3 R R0k, e & e, EZH2 it 5
DNMT HE M {E DNA FE4L. SUTBRAE A1) H3K27me3 #HLL, AHE O FELBE
HRBOE AL . TRE R ALK (MML) RIUH— /ML H3K4 MBIE R FREEBE. MML
Xt PRC EAREHRMIER, 0 AEE SR EMAUE RMERE. MLL ¥ X K2 E# 4R T
FE 1858 AL U R B R R AR . F R RIYE EAME ) MLL-AF9 /M RSB A 8K,
i EA TR RRBEALE. SE%0 B G4 E S SR R, %7 MLL 847
SRR B s R B MR R R R AR . THERFZHEAREN MLL BADRAE
7 HH 5 3 i L 1) S R R

HEAFEMRETUBEHELAE QRO RBERRKRE EARMAED 2 FEAE
FB. IMID2C 3t 2 %5 2 R B AR SR8 H3K9 H AL R B s P4 | A E MR 2 1L RS .
H i AR I AT LA W R 2 IR ) R 2R, i FLARAE P RE 55 . /) H3K4 A1 H3K9 ) LY
SRR R 2 FAEUES | WM R A FLARAE . R e R A B T Rk .

FRAE A RS R NALE, A8 E PR LU R B, T LS5k,
HEAROZBUBHAFRMBAFEFEEIER . RAECHER LK BB LUl
FAE A MBH LT, PR 55 B s Aar (1) DNA BFER B SLAHELVEF, W R, AEA LBk
FRic IR €0 TR R B A (O 4EFF £ 2 th 41 B B Z B B (HATs) F4 5% ([ 2 ZBELEE (HDACs)
¥, HATs #2745 AR R M5%, B GenS 5. p300/CBP KK MYST Kik. K HEA %K
JA I HAT 357 0] 18 ik 5 5 0 25 BT iy el M R 0 ol v (R BT R 2E . 240 Wnt 15 58 2% 1 2K 1
St R AR L, TS TARER G XK Wnt i B IR i HAT Gens /r S M7 418
. CBP (cyclic AMP response element-binding [ CREB ]protein) A1 p300 ®] LA Z. B4t &1 f 4 1Y
FMEZLOAEAUEEMFZIEAEAEAR, 45 P53.Rb. E2F Hl myb %5. 7S MEMAK
BEAFAERE K LL B  p300 5% CBP 2% & HEBK, AT HliE 2] 51% 5K 35%, $#&7~ p300 F1 CBP 2
HEEMMEMEIER, B TRERATUFESZARBME S . MYST FIEK HAT AF &
BEREMNER, B8R EEIHMEANR A ME P RY RE. £ALKE MAMS ERFR S, —
AMREME R R EABAL t(8; 16) (pll; p13) 7] RH—A MYST KK ZB B MOZ 3 H
5 CBP KARE, N5 RFH ROl CBEIE . 78 2t g umpl$, bt t(8; 22)
(pl1; q13) BALM KA, AT LUE S MOZ 5 p300 4. HDACs B ZRAE R ZBHLER
MRS, 1 58 M. R HATs 2541, HDACs 7] LU 2 641 8 (B 7% (BURAE e
&, BEALVF 2 7E R R AR E B AR R AR O £ 2Bk, 46 p53. YY1 1 STAT3 %.

BN 07 NG B B

R OEUESE: &/MEB3) T BN 3 5 E B A0 MR /s £ E b R AR E
Fl. #1%0, Snfs (Inil/Baf47/Smarcbl) /& Swi/Snf ATP B B B &R EBE SV —MEORK
R, R — A E R IR I B, (AAEBOEM JLE MR PR R K& . IEHEHET, Snfs #
Swi/Snf B&Y)7T LAY 4 fu B, 5 ps3 AHEME AR I REEE L. XEFEYRT
LRI H] ATP /KRRt RE B X E R AL /M, BT R EREAREITE SV T . it
Rt REBER AVIES 530 SR LA KA FE, 25 DNA BH.DNA &/ B4 45
RANEFRATRES. HAlCm ATP MK K R ARESEE %A Swi/Saf, ISWI, CHD/Mi-2,
HIINO80 5. HH Swi/Snf R NBERFBI AKHMRTFHIREY, H - 12 MNEATLEMAR, B8
ATP E§.BRG1 ! BRM #FWH. HEIRIN, £ 52 L& FUIRE AL . 55 MR+,

A5
ey &4

Notes / ®
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YIAFAE Brgl WHEBLUUER . A J5fe 2 [N Fe 4 (¥ F BE 52, Swi/Snf B& YW K £ M REAR @
Bo XN AW ULEES Rb 454, H I3 Brgl 1 Brm M2 Rb A 541 5 3 5090 BT 20 1) «

V. JE4HR% RNA S5y

FERERH P FAEZ M IEG S RNA 5 F, P45 miRNA. piRNAs DL % IncRNAs %, iX
4% RNA 70 725 DNA FEALB . Jota 4 DL R F oM BN 3 i 8, AEAEBR R B e #2 v
AREENTIEE. £ AEME D, miRNA REEA R TIEFHLR, BIEER R KR R
BRI AR IR IL W . miRNA BERT DUTAE R 2R 4R F . SUnT B s 4k 7 O 4E
PRIR T ZERP R R AP I GBI ETNRE . B4, miR-200 J3 31T CpG & o8 B 346 4$75 miR-200
VIER, S BF$5 ZEB1 (E-box-binding homeobox (HOX) 1) 1 ZEB2 ¥4I 7 L, #f#E S
ECDHI1 (E-cadherin) i, M o] DAEHE T Mg 4 o b7 - (B R, Bhah, —Seist ik s aT L
EMIKI R miRNA 537 57 A RN Tid F2 LA S5 ¥E 7 mRNA A E/EH, 39 & 4.
B, B F Rk 13q14 % S5 miR-15 A1 miR-16 355645 0T K25 B 408 M 41
MR . SRR T R BRSO miRNA %515 & 09 88 . FLSE M 2 a 5w
XK. BRILKPTFUESE, W& miRNA 1 T2 1 e 5 10 8 44 B 0 5 40 M %5 10 38 B 35 ) 4
K, F7-HHK miRNA 7ER K. Fla4i TARBP2, DICER] # exportin 5 (XPO5) fi#E
KI5 . RER R miRNA 7] DAAT {8 [ 25 5 s R 44 7 0VE L, BRI 5, 1T mirRNA &
B Z , AR miRNA Rkl 2004 FiEER.

piRNA 1 piRNAs FE#e k1 B W K2 AL IHLAb KR Kt . PIWIL & A th 5 Mg
RREAR. PIWIL1 1l PIWIL2 R E¥F 24440 fufe b ot 3R3E, T RE40 515 40 Ffa 3 45 i DA Kot
FT{E S fugEAa . WA, PIWL EE US54 5 RER, LA TFaRESR
KT A EE 5 SR k. 7R SR b, PIWIL2 HdRIAEAE R RKRSE, Wifs T IEH 1
DNA 25478, SEUR 4 K xHLIT 257 2 Hitk .

A BRI 40 8 R < X 380 3% ¢ (transcribed from ultraconserved regions, T-UCRs) #J IncRNA 5%
Risthw KRR KA. P2 AEMETTLMRIE T-UCR »EREEHITX 2. HAirCLRE
T 18Pk A0 L &5 E R LR ATE ) T-UCR Riki%. 7EMEA L+, ANFE R T-UCRs
REAT LA L, AT A R . 20T miRNAs, 7E4F 7 98 F L RIEH T-UCR HEEAML T 51t
i 8 A S5 ) e R 2 DRV AL X8R, 510+ o PEEASE A« HOX R DRI L /s 24 0 25 2R sk DA R /N 97 1 35
. 124 KIL T-UCR TE M8 RIA M 75 LR E 28 KA &R, KA S miRNA 14
HAERFS 3 F CpG S8 FEALEM . 5% T-UCRs 8755 miRNAs B HIH4ME, 3R 7]
PAME miRNA #EATEE . B0, % miR-155 # 3) [ 40 i+, 77 B B3 F#{€ T-UCR uc.
160+ HIRIE. b, £ LB MY, IncRNA-HOTAIR FiXH el A SERATEHEKNLHE
H PRC2 E#T 547, F4# H3K27me3 ¥ KX LR R YTER (40, 4sfis HOX ZE H ) HOXD), iXFH ik
AT MR AR REMNEE . 24 HOTAIR RiASAME], M MR 2 AL 1 th K.
PiBH HOTAIR B 1 4 R WA N S MR RNOBOSER . BYEARALKEE
SE /) p15 R X IncRNA-p15AS W AT i 5 F 2 BRIA7 s e et R A, AR p15 BB #lsl 7

ENT RUBESRE

SUARMTREHERFEYNERFLEZ — ETREMETXEBLN IV EA R
(post-mitotic cells), 2 BT 4 4 At 55 B 40 BIX FE 4b T A W 7 28 () 40 2. (dividing cells), #8E
BIE PFFEHER AL, AT, FEREE RS R PR & R A F AR RN, Bl CpG
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SEMK FEM LKA —NER, ERGXANZEEMERAEETIEE; Fff, FEAMNERBES
BUE EW SN TR ERE, #RAE 24 )R ALK X (ectopic expression). BARTE— AN HH
RAFHE FEALR MR & D BER DS (BHIREME A 2 Eka8 5 B R M E AL L i = B A
BRI, X FPETE Z TR RS R LB A B R 1 IE B VT 2 A AH G K R M ) — N
1SR

Bk R REREAL AN BT — AR R — P R TR R, BB B, b R MBS K
KBTI M5 & AR5, 2 S 800 Ak G L Sl SR I . 7630 Bk SR AEAE AL 838 (10
VAR B ik 6 B SR N A ZE AR S 75 (0 IS 1R VL4 R, #0 MEZ B MER R 4K o E
(estrogen receptor alpha gene, ERa) [ 3 3 7 X 45 tH B AH G FR Ak . R RS AL
S I8 4H R LA EE R W RF R . AR, AR b, SRR A SC I RS A B R P AR L b
0 A0~ LR B b A5 RT BB (R 1 h ik S AR AL R A J

B ZE R4 5-mC R IE AR FBE D, T8 AH R IR MR W 52 2 3 3l 1 FF BE 40 5 ma 1) 52
AR BRI E . BIInIE SR 44, W% 3] ERo. MLH1 (DNA #EEEEA 1),
MYOD CHE WP T T PAX6 O F AR HERE K 6) RARS2 (MLIT R 3244 2) M
IGF2 (B EAEA KT 2) 50K 8 3 7 AL RIBE S ML TR F I X, FE7 R B4
PUAER PIBE PRI, 02 B TR BH% 7 5 S5 IR K S BUBE 5 R 245 S5 MR — R IZEE )
T B, 1 A R 2 R S 30 7 B PR A R AR AE R — A A R4l M b, ORIG N T Rkk 5
M, thRB T ZFEA AR MBI . 2B b, U C 2 Bk R LB W A G HE BT Y
— & B, ‘

WRBIRMERAAER Y RN RS ISR, RS
RMEFE A EF RN, AOUE B TRATUE SRR R ZER AR A, BB
FESLH LW AR AP T B H@ R, LA U s P A8 & 4% i R fa ki, &0 8
S BRERN A 35 77 3 0 K SR E B 4 ) R A R S R 7 AR AR T BB AE . 0%
XSRS AT T 52 B I L SR R = AN ) f . — 21 2 BB AL B 55 e A B BUw BT bR
RIAE D s — R I SR I L e bR 1 DR S 5012 B (R 98 FE ] SRR RO B R W AT o s = Bl — @ MR
PRI RAT 73 2 VA B SR B SE 50 =8 N IR LB A% 8 B i IR AE A\ P I BD S .

FRT RUBFEHEIFEN

2003 4E, L.Jirtle f1 R.A.Waterland /] Agouti /MR T — MR M BEEF R LR LR . Agouti
EE A wE—FMF I MAETr FHEERRARMABRENEHIHRAR. ERBAKKTDE
BB, A BRE— S HMEERAESRRENBR T HRRE AR, FEHER Agouti MR E
DAFMEHE AZAE B . SEINETE A BB 5" i EIERE AN T —/NE B i #% B T (retrotransposon)
IAP (intracisternal A particle) /&5, ff A ZFHZRE7E IAP H I B3 F R RFLER A FRE, &
HEEAL, AT IAP ) A ZEFFR A AVY (Agouti viable yellow gene allele). #AT, [AP J53)
T CpG B FEMNSMEH LA AVY HREFEZM, HBVIR. XFRWNEEE
RAEEREERBRE RS, oL, BMEEERRFERF RS, AVY PRESHIANFRRE,
MU A E BB A PSSR, EEREAS 2RI R, E1EKFEFRE
JE AR« T 2R T 52 A0 iR B IR RS T I 2 574

LIS MR REEF R, a/a MEFR R ZE WEER Y A/ KF R . BRS AP, LK
4 Z R BR v ARRUESRDRE A1, B2 20T R IE I NS & F R MR . LBt AERSE SRR, T
Xt A S RACRFE R ERR . GRERAFF~THFRRAZEESENARBAEIAT X
IARFRERARES, ERHIT EFEEEN EZBAK/NR (B 3-7/ ICREE 3-7). )4




2 \ Notes

$=E x W iE %

Z AT ROK 2 B B, FExt A W FR Js 0 iR
Gik. Sy iR WINR CUE B ERARDRE A &8 BT P A B K
IAP & CpG & i AL S 7K o v T 00 B4
B UR T X I R AR SRR B R R Y B R
TUiE, BEEBBETEFEEA. 4%, B THEER,
/N RSE R AN BE 1] SR M AR HE R, (HIX A BEREMIR X
AR B OE : BE WS FRIX AR SRS R 3 OF
452 DNA 3 52s, H1a] LLgd s 2R 5 1)
BB T T R R WAL Y, 36 B B A ] g A
IR BB .

Agouti /R SERAE R R B R : OF W
A& 46 i ) 2R 5% DR 7 0/B% 1 R P T DA RBR R 2 b
FEA— R ANME G A F) ZEAS R B FR35E H A] LA
FAEHBRRIMER, B RRABABmH TSR E37 EREERNZREARENZN
P EREE MRS LERPEEEERNEMN:
@/MRERAF B TR AR 7T PN, 251& D BEMRAT BRI #iKE,
KTREBUHTEE . Z— i ARV BERZIE X, BB X B f2h oK
DNA JEALTI R FT IR “ FAER 7, & T AKEEAR 35% LLEASr. XEF4 DNA FIIKE
BORAE AL, $UTERRI . (Hth S TR AR FEORE . EEY 4% AR
HARGRBEER PR T HETFH, E2ERMADERE KRB AIAP K7 RIE TR
HRETHEETRENETFXIE. A XSRS R I 3h P& K4 5 B o] iER T
MU 4 R R B M, it U, N FLah P MR nT Al B ik al g 28 W 8 4% ) R R 14
o E MG 5 25 5 7 AR B R A R (O RTHR T, SR AW LA IR SE IE NBE ) . X0 FAMA R BRI
Pt R T EENEFE L.

NREFE A A2 A AP B R B P oE R Se s e B AR R 4L D) Re B e T 26, thoA
X FE D fERE P RE Ef R E FHMRUEEFH AT T WZNE. SeERENERA
FHEG, R BRI 2 v 8L 1, 78— € 1 FOCRTI, 4T WiseE siERe e R, EMER
BRSO R RFELHEFH RN, B &0 S FLsh Y i 40 e E
SERTE ML TERT B AERTBERIFUE RS, BB R T MBS R LR £
W SEAT H K (epialleles) FAEE R4, MK 4 2% (epigenomics) . 7 W B 4E 5k MR W E K VA TT
(epigenetic therapy) F—RFFIFME . XLEBEMEHCE AWM ILY wESARRBHE T
MRBHEEARH FERSENAGBHANERLES. NER U, RUBEFRLHET —KHtsH
PRI BRI R R, A B AR BR S Ak e e FE T b A M me e B 2, o AER T 5 B S ff
BEFIYE T, R RRAIE L T A 40 DNA i) SmC 8l FFBARFI PRI M AR T 2 A TR A (restriction
landmark genomic scanning, RLGS). i F B BUK /£ R 514 PCR £ K (methylation sensitive
arbitrarily-primed PCR, MS-AP-PCR). % 5 Fl B4 24AT (differetial methylation hybridization,
DMH) PA R & ]4r#r 4 DNA 40 F E#H T4 CpG & L2 B ECRE 584 B RAL I “F % ” (Methy
Light) K. FAERKNBERRARBBEUTH2Z —HRBUEEXKEIEFEANE S PEN
DNA F5##8 5t LA H—& &5 CpG H4eFHALK DNA. {HE RIE, FRAKONER
KRBT RBABEROAAH W R F—, FEAREERBE XERDBEREE 52
FXRMZMEREXRNEEZRF R, XAFRRKC o R, B4 FRA A “0”, EFEMLY
“17, BUA] AT B LA B, (B T R KU B 34k A M 4347 . 58—, DNA 7+ 85E,
H A HER EA DNA i) SNP T FE TR HAFE. FEXH RNA AIBEAREFE TR




F=F R W & %

AR, e O A PR L BETAL B (A AR JEAT S04, AT AR 7 5 & K&
JRELZETRUR . Ak, FE TG0 4% L YTIE (chromatin immunoprecipitation, ChIP) HiAR LA K 5
FERA T BB ECAE A Y ChIP-on-chip AL ETFF A TR ERBHH FH4 AN FRHEEE
R, R RERUERSL T DA 2 A S50 F W 0 BEAR R B R . AT, RSB
AHOC G 2R ) R IR 46 58 A Th BewF 500 4 Ja BT SR 1) G4

G basat, BWBEHALBZRE BEBRAEFRERASHEESE. BHHR, ®0
1o 6 5 R AR L R S A% 0 BRI A (B LB B 22 R 4 Fist 22 B R B T AR 10 & 1 THF
FUHE R Dy e SE B A — AR Rl 8 7 22 2 T2 Bt .

AR BE g

WTHEERNADIBAREZABZHFHH A, M LT DNA FALFAEG
AR FRNEAGAT, B, RUBEEFR-NHHG S TFREFELE TS L. ANE
it 2 % DNA FRA. AR EBMH. FERER. AR AR T H2UARIESHD RNA
HAFTFEARY, TALERZFURBEFRETZNA TR, Ahihir 2 204
Bk, Flde, MEBETHLEX- REALE, TS, AREAPEAR ML LE.
FAE A GG FF R F LA 5 R, CIERB. SRR N2 bR IRABANZ RGRR
Fo MAAMXIE G R, ARFHLTREAETXLERBET EXIHEE.

Vo3 W pen
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EHIL VS S T LSS 20/ F 3 S

F—T RBESHER

—. NI EniEge A2 MR bt

Hefh 4k (chromosome) B EW M—HEE M B E. AEAIMGEAEE N 46 K. H 22
Xt R B L IE, B E Gk (autosome); HA—X R e K REE, BLAR, A4
Peta 4k (sex chromosome), LR XX, BN XY. BT HE. E?‘ﬁﬁﬁﬂﬂﬁﬁ)\%ﬁﬂﬂ@ﬂqg‘éé
A K, 1960 48, FEEEFHk (Denver) TT AT T 55— i E br 4 fu i £ 22 208, 18 HASL T i
TR A 40 P P 4 €8 A 2 R 58 4 B ——Denver . X AN 4% R X gLt 44 B A /N R
B YRALERARFER 22 MRk KB/ MEK GRS 1 222 5, 34948 AB.C.D.E.F.G 3}t
T, XY $EESHIAA CHMG H. A Giemsa HMGP Y EAIRA, BT RESE
5], FRIRE R 5 A MRS BT R. BME R BRI B 4 5t L #E
FRAE & e (AR ) K BURFAE (K/N B 2R B B IR B 28 1. 2.3, 16 SR Y X JL& S
faik, X B C. D\ F 1 G AR Yetatk, M R B4 5 H B T34, MistH AN SRRk, F5hl2
AR S PRt th, —EBLUR 4. 3FH, MFTH & Yo bk R A RO G WA, f51 SR 2% |
ST EANRER . SR YR T H, IR 45 W AR (B 905 e R N FE 40052 B4R KRR«
60 ARG RAR IR R T etk R BARS A ] 9 54 o IXF B WS 4k U S 8 AR bR A
B RN B 4244k (banded chromosome). JERRIMA KM EIFEREAEER . FEHKE
TR BEAE BATTHER M R 5 5 LG AN 5 A B. C. DL E.F. G M4 FI Bk,
Ex FE b e 5 (R AL M B B A R BB A GENLEE L ARSI S 495D

(—) XHERE

A1 JE i £ K B 40 L P AR R AN E GO WABR G 3, —BE R T RAS R . FERY Mk
# (phytohemagglutinin, PHA) FI{E AT, ZNbk B4 M 4k A wh B4 e, sEA T 253 . mil
B IE, FAROKALR A EAE R £ R MRS B R P, B4 FRE T LIRS 4 i 3
fafk. PEARLERS REBAEARBELS. L DNA b ¥, BEARAGHEAREH
HABM. S50 eEOKBERY MRS, & A FP/KRTAE DNA 2 FHHitR%E. DNA
g G/C fl AT A RILBIARE, SRS ERREEAR—. Giemsa 2k 55 AT RESE
= DNA &5 335 %. MR, G/C BE S EEK DNA, Giemsa b &6 B, BRIR Y.
HFARZEHAE L AT 1 G/C B934 A, Giemsa 328 /5§ a4k E 2 EBRA — B &£LHR
FERWLY. X — Giemsa Ptk BHHEAR, HHERY GH#.

(Z) TEH R

JBF s L MG PR EE VT B 4851 S F a4 T kSR if . 4 ifi 726 A\ A4 4 FE) i bk £ 40 f
B IR B BESE 66~72 /NI . BEFRE LT 3~4 DI IIAFTKOKALNZE . $EFRH E40 M A . R
FIRBERAE. FE. SR B FheE. FHEFERAEGEW.QEFMCEH. BiEHE
BHET 2.
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(=) BBDH

RO RIIFIHIRR S, B EPREAHERESHRIEER . BEE— A G
PR BT R RS R R o B 2R AT R A DU 0 ) e B B R AR W BT RO e BB A T S R AE AT 4
&, BATECN S AR TR G BHERSBRFANREAEEFEAR (B 4-D. BT
G B B BRYY . 21T WEUEMW 5 B, A5 BB TR LA B, ARAT LUK R AE, 1B
o G B AT AMER R — 5 R k. T H AT DURBRB G i b N SR RRAE , R R
A7 DRI B T A S £ AT X 1 12 B S DRI BIT 38 T A ZE AR AT o

ﬂ' #7' g
L
\ 2 N
& »
o S
m"& P s i , ﬁ#r’
™ - f ] ﬂ; "*7‘ #
’ A
-
Ry
k) &
\ ' &

gh 8 &8 TR T I |

38 g2 s ad 3 .
19 20 21 22 X Y
B4-1 RE G BHHATSNS G KEA

L ORI AR B
- RIJRALAAT (fluorescence in situ hybridization, FISH) & 7F 20 tH42 80 R A 2 U /R
R AT R B FER b R R AR R () — P A U M 4 F 41 LB AL BOR s 1% AR DR AR S BUAR [RIAL




EFEEFHAREAR

FEinic. FISH HyEA J5 24 F A ¥R DNA (2] RNA) A& Fheid, REKHEHE
BT B Y0 /KB DNA S48 £, BH 5%
HESTFREBENRTEI A SR WEDE S
TFHRERES AR € DNA JPH R B fa s
DNA £4EV) v LR e @A Xt e &t
FISH R %4, &, REE . fErae Kk
7. BRI B2 FEESMR A . R, 852
FAMAES I RAHAAE, T B RS A
DNA 43T 738 (F 4-2/ SCREE 4-2). RIBFEDR
TR AR At E R BT £ BRI RA A
R AT JRAYE R ICIRAL AR . FISH
BARDMUH T s 208, A ZNAHT
PR A AT 7 B 2 18 W AR SR T 5 B4-2 WHREMELZHEAR

(—) XKERE

P R AT B AR 1 R R W R B AL S E (biotin) | #i 7 3F (digoxigenin) 5%
Fric R BRIRAT S5 A5 A P O SEAL R 17 5 44 PR B AL B AN S R M BEAT 2438 , vk HBRAERE 1
2% e HEEGE T SRR S WMESOL BB TR . ATTXTHE B A5 o A U A BB E AT
E M B AL E BB

() tr g

Arh FE] L bk B2 40 G B G 4 R ) S A B s A () ) 2% AR N Ak L 4 P I R e £ A
ZiAT . LB At AR A AR 9 BRI

(=) HREHRL

1. EEARES N6 TRB NTP A0 5, 2430 h ik 5 B Al A %6 B
PE TN . HERCERE L AR ARG 25 i Pyt vl B A (F 5, 7 ATkl
¥ 2 F A RS KREREE . BT, %8 FISH, f£EEF EEARCTRE . B RFNE TR
NE AT bk EC R

2. EEARICERST R RS RS TEIKK ANTP FRICERET, Z4ACBtde 5 Rk
BRI TR RS NP ESPih S i T B ROy 1, RIEEIN
BB TRENM . HEbRCHERE MR ARTTET 2P BRESHKR, 5T HE IESUWE.
B RN BB, W5 EE B, AT Z AR AR ICERE .

(FO) EXH8

B G RARIELR A ESRIERRE DNA. prid B4 BREH M . e ksl 4 21654 DNA 2
M, 2030, YERLE 7 OE B T, X T RIEFRIC BT, ZEVEMEHEAT S ok 18, BT
Ve S EET N BB TSR .

£ PCREAMBEERIITFICHT

. PCREiAR

PCR &3 &85 )< I (polymerase chain reaction, PCR) IR #R, & 80 FEARH HAK B Hik
B —Fh R ST R MR Y R . 59 S T, DNA RAR M4 e H R Gl
BT DNA) B384 . PCR A LB | 45 i d 34 H (1 DNA F B . ZHEARTES FHP %R
SFieWiR S Z A . Bl H ) DNA 3R, R e R4 DNA H#l#&, FFERIE ST, BT,



FNE EFBEFHREAR

FEREIR 12 WA A 5 T 2 7

(—) SERRE

PCR B A JF B & DL FE DNA AR, 4 F ANTP R, TEREAR 37 K 51 Y7 A 5 5
T, J DNA & BT HAMERIEN, £ 00UR B EPE RE R 1T H 1 DNA 152 KRR K
¥38, MIMT3RAF B i) DNA #4T T — A f S E T -

(Z) PR

FEPL BB OE A KA H B DNA F BERRAR, S5 DNA XUEES) 5 E MBI A5 9
EEIIGE I PUFF NTP. i #4 Tag DNA R &8 Mg™ SRR NARR. RNTTHRR E SRR
REAAZRINHE 95°C, EARAR DNA 7E il F 22N, SUBEMEIT A BBRIRES; G MR R MR REBE,
& G 1Y) 5 AP RCXS , TE AR XU, FRVIB K FRRREE T 2 & &R AL, 78 Tag DNA X
EEFHIHEAT, LLANTP IR, 5190%s 5'—3' J7 e PR SE /4, TR RET I DNA Jr B, i B &
7 H# DNA FBOF EalEA T — R R MABAR, Wt ER SRR, hemiEZet. (KR E M
TR EP R — A, REPEFR, A H i) DNA J B LURGE Y 18 (B 4-3/ SCREE 4-3).

RAMSE=R: PCR

: > TS,
5" 3’ 5" 3’
' T390 C AR ‘ TR0 CAEHE:
3, 5' 3r sr
¥
5' 3' 5'!llllllllil!!llliilllll(llllla'
' BRESS5C, 5Bk ' BRZESST, 519B K
3 5" 37 '
5' 3' 31 5' ‘ 5' 3! 3' ,
s ¥ strciitns e AT Ry
‘ FHRETOC, TR FHRET0C, 5IHEM
3’ 5
3,'”5',H!HHHHHHHH!!IYII;’II!3, 3 5
5" 3’ 5' e 3'
3' . - " 5' 5, 3’
S.H;HHHMHHEMHHHB, .

A—ESH
4-3 RAEmBEARMER

(=) PCRIENR RAEARBIER

1. #45 (template) 7] DL B ELXUEE DNA. 7ERMNAKRF, BARWKE —M A 100ng DNA
BEAR /100pl. BEAR R FE I 2 S BUR B FERF RS b _

2. 5|4 (primers) 5|#)24R4E H ) DNA J B EE K %71 5854k DNA B %M1 DNA H
Bro 5I9vit i3 A RN 2 5 K BB B b 38 s i S R MR e, R IR T BRI R Bt
¥, 5149—8Hk 15~30bp, & K& 18~27bp FEEHREE. H G+C HELL 40%~60% N'H,
A5 | 40 P S L B R 5 R RN S | A 18] B, 4 08 S 37 O ) B AN, IS T RRT [ R Ak, i
3 PCR R N Sk M= A JE e Rt 4l & .

3. Taq DNA % 3§ (Taqg DNA polymerase) & —FFii# DNA R &8, 4+ T84 94000Da.
B 53 REEE ), 5’3" WML BREEE 3, 76 3'—5' AN IREETE /), BLEE K K I
{f PCR | iZ IR N HH -




4. DNA EEHIERL  dNTP (235 dATP. dTTP. dCTP Fl dGTP) /& DNA & i Fk .
FERLR T8 1 B K . DUAY ANTP WREEN AR, IR & 5 P A4 R BN, IRE T
R ] B S N P £«

Ih4h, Mg®* & DNA BEBFIBIET. Mg® EA 1.5~2.0mmol/l AH, Mg* RIS
f§ Taq B§EEE R PCR F= & T M&; Mg™ i m R m R NgF Rt Me” iT5 0B F4 4, Bl
MNARZH ANTP. EDTA %5 iR B 1 0T B8 5200 5O B = 3 25 ) Mg™ IR .

. PCREIARAEBAESH B WP i) W

BRI R AELES T LT L THER S, %K P DNA 5 RNA e R H 51 .
BRI 22 W S AR DNA K _ERZH I RNA KSE ERHSEP K82 5T 2 &
BRI R S MR, i A T R R ) 3R K

PCR S ARBEIRIE . £F R FEARSN 1 H M E K 5 DNA F B, SHAWEARE & 3THR 2
Wy, REERZHT N ERERZ —.

(—) PCRI FHERB BB ETATAZ

TRYE O AN H B R RARAL R T IR 751, FH N T8 B ARod N 53R 2 R S 5 A P R 7 311 1 5
BHERE IR AT 27238, AR IR 4 e SRR B R . X T 583 38 A B 40 i) — Lot A5 9
N F PCR/ 2547 35 R4 Rt BEAZ EF R Z4AT (allele specific oligonucleotide, ASO) i ] BH A 2 M7 58
R SE TEAET, 0 B H P gL 2 T2 0.

(Z) PCR- [RflEF BRIKE Z2ASHEB DT

PR B < B £ &1 (restriction fragment length polymorphism, RFLP) j& T DNA £ 7&
PEEL DNA 532 2032 BRI A U8 i ) 307 k0, S BOR 144 A V) B B8 V) /5 1) DNA | LKA
AFEAERIZESR . BT X — DNA L, TERF 2506 a5 AL AUH DNA G 0 5 o5 |
#), PCR 718 44 H i) DNA A&, H I B2 BRI P DI BB 1), /NS 4] B BR sk 44 1 ) iy
Pl A B s vk SR R o X — BRI N A T i i TR 4 2R A I R SR RE S R 4
1231

(=) PCR- 2 RBEIMEDHT

FKMAE IR E) DNA SEEE PR 9 IR L RRR i o i L IKIE B AN, £ F1X— DNA
FHEAT LA IR AR 5 . 7ERT 8 R A RAEAL AR DNA 7 B #1514, PCR ¥ 35 H H
) DNA F B, B BN 52 B IKRE R A A RIER 2K DNA B, HEH 5 IEH X K
TBER. PCR- B % &M (single-strand conformational polymorphism, SSCP) £ A Ik
RTETBRAE (R B, B¢ X BBURR MR A [R] Bf 43 By AR AR 5 R AU AN BB A e 5 A8 IR S A R 1 R
X T/ 200 bp () DNA Fr B H KRR JLFmT DL IR Y, (BREE A BRI m, Kt EF
R X—BORH N ATl AR E R T2 Wi .

(F9) PCR =¥ 15 S B EBX O AT

PCR =475 M 66 B €k HEL YK (denaturing gradient gel electrophoresis, DGGE) HARF| H iE %
AR DNA 7532 A BE 5 v e VO B 33 B 11 2 S SR A W DNA WU P R 75 AR FE S IR 5842
REH AR, WA A DGGE Jgfill, B i 2 7E DNA K BUK B 600bp LAPY ]
LLIA 2 95%, 8 PCR-SSCP J7¥E MG R AT SEE S B . i RAE P Bk B S8 A7 (K] DNA JIi
FRETEEMIE S|4, PCR &3 HH H (1) DNA KB, B #1 5 Bt 5 #E 28 P B6 B b e b s vk, EbiE
HEE®EXNRMEBZEI.

() ITYEEHKEEFIAGERESBINZTHEDT

ENBFANEANMMEBEBEES (tandem repeats) KIXEAE, BHEMEEE LA, TTHTF
PRI Fi2Wr. FEREKER TS (short tandem repeats, STR) £ H 1~4 MEIEBRBEBHESF



FNE EFHEFHRER

SIS L. 40 STR fEEFE A o) 2. MmEEE, WA —KSFhrid. 75 STR B DNA
514, #47 PCR 31, H PCR F=#) i T STR S50 713 5 5 B /S 7] 76 28 4 e B e et e L vk J5 i
B . HEikjE DNA A BIER A GBI P LB i 2L T #5 B 2 # STR MERFFF.

(N) SEEEFVRET I8 O

% EIEZKBIRIRENY ¥ (multiplex ligation dependent probe amplification, MLPA) HiAR &—
PR R £ AR R LR B AT A R B AT BT R, IR B2 & & PCR
TN, FE— RNV A AT R R 40 NAF RAZE R TS 148 DR . X—HAR =2
I Fan gt ih s B FBd | SRR IR R R T | kDR R R S B TR U e 5 RS W s

(15) PCR F=489FHI D47

DNA/RNA 7514387 (DNA/RNA sequencing) f& DNA €48 5 P4 43 771 DNA/RNA €I E
BT EE AR SEHEAR . HET{E A DNA/RNA FFI4 i 52 L DNA 37 Fi mil
B =1 DNA Jll/. DNA/RNA %4475 PCR BRI 4&, AUA] LIS € Btf 2 AR
A B RAHEAT L5, M1 H 7T LT HR D FEA ) DNA 58 RNA, 045 540 g b i) 35 P 58 AR 0 B R
RIKHAT e E BT

(/\) RERPCROM

REEF R L. mRNA AR % KBRS BUE AN cDNA. 7 LU cDNA SRR
#H4T PCR R NFR 2 A ) 3 PCR (reverse transcription-PCR, RT-PCR). RT-PCR J& H # RNA &
Wi EE L2 —. RNA BWE S TERREKE, S B FRIREZNL. P EFRREMESR
PA& RNA BJ{]]) (RNA splicing) fif s 522 52 ff) mRNA I LHRE K2 Fi2H. RNA 2B
34 7 404 2 5 7R PCR (DD-PCR) RNA K EE 43 H7 A1 RNA B4,

FET BEEIBEA

—. BRAAS R

BB 7%3C (hybridization) &8 B HAMNT 5 HIF & H 48R4 T, 5 DNA 5 DNA. DNA
5 RNA., RNA 5 RNA, $% FEBgEE B RMECGT A JR T Rl AR 3L 0B Fe s 1) ) R B e U L 201 )
MRS BERZNAT I3 A 5 B it R LA NP 51 A% R 43 28 M R Bk R I RR 455 T B SE 1)
WS F (B 4-4/ LAREE 4-4) . BB R —FE B IR E ERE R AR

RNAZEDNA

B VO A B S EBI A T
Bo2hRR T\ P \
:;:35”7'"‘::1 . G, : mﬂﬁ.:’ S ) e

ERRLEA MR T SustnRads ‘
B E B B DNAFES 2 IR

B 4-4 BZEBEZTHEAR




E‘ "\ Notes

FHE BEFBEEFRREAR

BRRZAE AT LGy A A 4 A FI B AH AR A . WA AR AL (solution hybridization) 5 28 ¥ ) ¢
MR B STREER B P TR E &Y . WA ZAS R — P o i . AR S A% 2238 2
B, AR D L F B R R R G BRI W P R 2800 R R BORZER
B . FEAZ4AE (solid-phase hybridization) /2K 25 ¥ ) DNA [& & T [l 442 57 (REER 4T 4k & iRl e
FIERD b, BEHEEGEITHRA, SRR . BT EMAZ AP L DNA BREH, K
FAT U B v BO AT A R e, o EL AT LASE S PR B A DIBRBS V1B, Wik s A . A
7428 E EALFE Southern EJZFZ4AS (Southern blot hybridization), Northern E[l#F%%%Z (Northern blot
hybridization) F1BE 5 ENZEZ¥AL (dot blot hybridization), 43 HIALZE M DNA H B HIZ3E, ¥l RNA
[F1%%38, 71 DNA 5% RNA - e B4 . JRALAYAS (in situ hybridization) 1 2 & FHAZ B A4
R —f. F—A7 1 FISH E S Forh & AR —FRARE . XEPAFHHZE.

VLR

(—) BerH&

R A2 P I HRET = ARSI AL TR B, X SeAZ R F B It — 52 75 v H IR A E sl e
L E G ) #HATHR i LME TR ‘

() BXHI&E

ETARFKSLL B, DNA 5{ RNA ARG &M HRNEE . &5 AN EE¥ DNA HHAT
PR AEIE A VB RV 5 e BRI L (agarose gel) 4B ANF K/ DNA B . #3514 5 1) DNA
BEBI R L. R, RNA 5 F ] UERBERRIES TR BEHBR R BB L. X
UE [ E AE Je R b B ERAE AT LA T AL .

(=) &BTH

BERAENRBEYENLEZEZRNERT, IR e A 28 W3R, JUEHEMIT, et
TN, AT & A — RS TR 502 (JnZE B e DRI BE 3 n . % 0 Bt AR e
%) BHMERE K EZILMI ST EYFENE. BRI KBER R,
H— AR . BN . pH E AL R T R AR M . R A2 )
FEA A b 2EAR M, AR B e E R R b HeHRABRES, Bl miR .

(P0) B3

BT RGMEEN— . BN TEELARNEE T LA AR T
LR ZRE . TR & FRIR A S8 M (DNA 5% RNA), REEA1F7E T LLUEAMY
[FIRRREEF5, T AL TR e, SERAERR I 2 438 M B 1 B2 1 I 357 DNA i)
W&, DNA B K/, DNA fr BB 2, G @R iR B LU SOE S8 RS .

(R) &N

RIEEREARC S A TR I . 20 SRS A R AR, Rl 7 0 B B3 . R
N AERIAL EARS, KW AN S BT, SRR .

—. BIRARESRR RN 2 T2 W

B> TR RS Fe W IR AR ik —, RXF 8L 4T 26 R 3 s PR R 2 Wb
K. HH—BOCMERPZBRITFIIEAERE, S50 G K55 K4 DNA 3¢ RNA #fti, W
RAERBRE S A TCED, BT AN S, A& g E K4 DNA & F C e B
B, (Rl B . BREH5r F456 DNA 5% RNA 2 Dl brid BE R E R, Mol EE. X
—HARKIA B X R R A R .

(—) ENiNZ32

FE 4534 DNA EIZEZL AT i K (Southern EfFZEA4 A ) 1 RNA ENZF 428 Hi K (Northern Efj 7F %



FNE EFBEFHAREAKR

AL). DNA EI#ZEHi AR H Southern 1T 1975 A&, A Southern EJIZEH; AR (Southern blotting) .
Southern ENZEZAT JE B 4 SR N F ) V2 B FRAT T 5. TR Tk eIk 42 B I A7l DNA
Beai & BB SR b, ARG SR THOAE T AR E R RRER A AT 2428 1d 72 . FIA Southern
BV 2 A R LABEAT Bk 4047 « BRI SRAR 4047 FRAIME v B 2 M40 # (RFLP) %5, RNA EfI
EZRAT S — PR RINA M B BB 46 B v %% B0 21 [ A SR B U7 ik, LA AR A Northern E#E .
FEM TR E KHEFRIER mRNA. —FhHEE R RIE 5 R AT BB 5T mRNA R 3l 5t
A LLBEAT 404 .

() BERAAZ

BERRR H MR AR EAEAN AT 2 B HOAE 0L T BB I 8] 5 7E R IR 41 4k 3 IR B
Je RN b, RE SEREFHEAT RN T VL. PR EE N BE f0R, BREEENE N 2R . BE AT R
tREE, P E BT, — TR T R B R 2 AN A, ARYE 22 AC B W R A H R B R AEE,
AR 238 2% i B TS PR B O B SR BE ATl o A U R R DU B . OB TR IR i
B, e YA R, — REREERA RS R A AT T A AN REE A RN
DNA J¥31.

(=) BLRERAIH3Z

MR 2 AT RIS E AR IL I B 507 5B EH 5 9 UERA R Y) v R IR AT 2+ 38, AT
X4 E BRI AT R E v . BRI E AL TR . B ufa ik DNA R R T B
A EFFBIRIALE X4 B ] A% DNA (243 rT W90 58 P 57U 78 B2 665 4 (Y T e HE A s 40 M
RNA [fZ3C ARG # 43 T AT — 7 RNA 7E40 f P AR B 53 A s JRAE A ATIE 2 7 41 i ST 2
3 A7 AFH 6] KR SR G A W AFAE T SRR AL ) — R E B R AR . v

U, BiAZe HERLE T B

F [R5 H (gene chip/DNA chip) X# A DNA P (DNA microarray), fEiH L FIENLEEA
¥ DNA J BRF5 s AL A B DNA A— 58 [ 58 HE 51| e 2 B 1b [ e 70 [ A S ) 3R THT . A
P HHRIE K DNA/RNA A HRER, fEBIBREE B AMRAT R BT, #E4T KB BRI 4 L, /RAE ., 24
SERLFF IR IR . HFEEFI R ARSI T En AR R E T 2 R A e me &
.

(—) EXRE

R RS b ) B A R B R SR JRAL A BRER BT ENTF B, W KBRS 2 FREe X
Y b, R SRR R R FREAT 2R, B RSN R 2 F A5 SR E KA, dEif
X EREUEE f A F IR SR BT T . ZEERE A I 4 F 2R Bt B AN AR R 2 A8 B

(D) 8RR

RS MEARREE BTG TR FEARH & LRI F TRl LR SR 2T

1. R AERE B arsl& s 28 D A el f o8k, SRR RAL& AT B 7
ERFEER A B cDNA fEA BRI FHFI S A L. SR EERTHEMINTTZE
Ah, EFREMANBABAR. DERRYURE . G RE RS LR EiE.

2. BARE BWREXREY MEHTIREARID, DL BRI RS RE 2tk

3. MBHFETRM HMREOHFZEG K CE SR, B EE 0 RN &4
PR AL T B R R, 380 RSB RO HERA B

4. EERNAMEEST FHEERESRNFEEE SR BENS FE#Ch, @ Ha
DURBRHREDFE R RN GG B RN A 5 E RIS &t B
R AT A N S e A S B3 . X AR SR AR A, S S8 B ST A B
BESTRBER.




X\ Notes

FHE EFBEEFHRHER

(=) ERTHBVNA

FEBEFRIE A, ZRE A EORB 2 N T9% B 290 5w 4 T2 W7 50k | mlvk %
B B DA M E MR EF L TR M ARELER KN REMPRE, BE. K
B S AER AR B

e DRV 0 7 A e DR A B R 3R 43 T LA T A8 SRVE T AN RN L AN TR ZR L A )4 M
AREK KT MR AR P A BRIGTTH BT A ERIERE. HERASHERE
RIEHI M T HEUGRAE . MARFRAE  RE U B R L Om R et 20 Rt
RUEWER FREIN T A B A L He R, B BRAR B/ DL R PR 48 FR 38 55 B R A
BAERIAIRIIRE ST

BRI E TS W7 KN RS . AL RE T R, md@i &, FEA R
R R AAER A | AROE R (F o A A9 B RS A T [ B AS 00 58 A 6 T i 2 45+ o L S P
IXERE R A T8 AR 7 ST R R S AR DR B S W R ANMAAL I 253 H7

FET ZEFIINERER

YA LR 5 S P E B S ARIE RA R F A TG, g%
FREEZET [, R H T T ARSI Z AL S P2 R EEN 7. S8 DNA
FF31 4347 (DNA sequencing) $iAK 5 ER}2£ 5 Frederick Sanger #1338 [EFl4: K Walter Gilbert &
B 28K DNA WIFEAR T LA HEE € DNA B BT . i —RUFEAR, XHRAE =
X DNA M5z A (the next-generation DNA sequencing) £F A 53 R4 v RISE i b A . X —+
ARTT AAE B I 18] P9 58 R U AR R T B o IEAESR, B4 155 58 = AR B AR th 77 4R 3¢
&, I PR [0 3 P LA PP B, RS, R A, I (R SE A, BA AR R R & .

S RMERA

B—R I FF AR & i Frederick Sanger 1 Walter Gilbert 75 1975 4F % B (] DNA. IykE M5
NXFRA Sanger WFk. X—HAMANTE KL H DNA KIBEEF5 .

Sanger WM EEA R Z DNA S IR 3/, 5'- MR —Fet@AHiER:. DNA SRl
251, DNA ZRESAELL 2'- IR E L H =B8R (ANTP) 5 DNA #¥) 5'- BRRE AREE LRk 3", 5'- 8%
% _FrtE {313 DNA $E3E(h. 7 Sanger MIFFERT, BAT 2/, 3'- WA =B (dANTP).
%4 ddNTP A7 FEEEH AR IR, BT ERHE 3-0H, MEH SHAMKREZTRERK 3, 5'- B
T FgEE, DNA &R &1L, WRKE— ddATP, NIF AR RRE A. KRBT
Hd# AN ddTTP. ddCTP. ddGTP, MIFr EFEM K %A T C 8% G. 7E Sanger JUFiL{A R+, DNA
REBER TS SR € FIIBER ER51Y, 8 —RF50E B —E A B3R K N AK R
B AN RN BT WA R EAZ TR =B (ANTP), FFER— RN H 43 BIVR N —Fh s
PRid KIXUG AL H =B (dANTP) . &— R MNAKR7E DNA HESMMEN K5I Efhid =4
—RFIH dINTP & IEFIARFKER DNA F B . X% DNA H BUE 09 R 58 T I B R ke v
VKX 4 FF, B TEST B B2 E Frill ) DNA /751 (B 4-5).

Sanger U FFH ARSI T B3N, K DU AR YRR BUR A% Z 5T ddNTP HkRid, B
HE WK B DNA FB. ZEEMEHIKF, BT DNA T KDPAR, HEBDE Bk T
BEMAR. L8/ DNA 5 FETBHEEREE OB, RN % 0+ # CCD (charge-
coupled device) BRI 28 HX HE 640 FEANHEATRM, 487K B SRR HAEE K
DNA F%1|, \TiA%] DNA S H K. WFSAK B34 K KB40 T DNA ISR, 12
EHZ AR H P .
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AP AR ey g5

IndNTPsFIR 58§
ddG ddA ddT ddC

B
T r r 1 1 rr1rrrrr
DBU TGCAGGCATCAG
ddC GTAGTC
T T N S . 7
ddCCGTAGTC
I T S S N
ddCGTCCGT AGT C
lllllllllAlAl_a
Frice
b ddACGTCCGTAGTC
= A illJllJ_lllll@
ddC
C |11L41|1:|13
ddG
G 1111111-:10
ddT
T S Y T W S T T R, Y
ddC
C L
dLI_I_.I_I_L.@
C
ddG
G I —_—tV)
ddT
T Al en
ddA
A _ i ien

& 4-5 Sanger MEFEETRER

A RIFEAR MM UR I 5 DNA F BoKRUSHI R o R U U P A i Al R A
O L A= 5T el U1 25 N

% R FH A (the next-generation sequencing, NGS) /&35 3F Sanger i & DNA #ll JFH;
Ko X —H AT LA B0 ET 7 5B +128 DNA B B T8 743 47, %25 Sanger iR )
DNA B[, = ERFFIE R . NGS ik DNA FHIaREF#—F ik, i@ ERER
SHTRA I BREK. FREEEY, 258 FHMEHEFASNE BT FRAIGREZ N+
N F 28 R SE -

AW F AT G EEAHE Roche/454 JU/FF 5 . lllumina/HiSeq Ml & F1 Applied
Biosystems/SOLID Jl| #*F &, A & TonTorrent/Proton-PGM J| [ FF 4 o

1. Roche/454 FFF& XA Roche A KEK—FPFHEA. HEEFEHEE A
DNA [l 58 76 37 14 Fk (bead) HAEREESL . £ 1kb KA DNA F B 58:3% DNA 2t fEiB K
4. it PCR #45ll DNA F Bty 1. ¥ /5 MMERHH S % ORI DNA HB. #&E
—ANXEURIB R DML —N /DL 5 DNA ZEBE AL DNA & AR . 7 DNA
AR, BIKR MR Mt DNA & 5T % i DR IR UL R (ANTP) [ —Fp. W B 2 3L
HAMEAZE MR, DNA #EfM. WRAR, MESF T -AFHBEEETR. 8 —KRNE, K

A

Notes 1'{



G5 RFAT AW . Roche/a54 W FFF- & AL AR IF F BEK, HEEAEE, AR .

2. llumina/HiSeq MAEFF& XZF Nlumina A7 HETHHK—FRFEAR. FHAEER
el Roche 454 WFF &, Rk & BOLllfF. R, KEERFE L4 DNA H Bk b JL a4 kb,
FF7E DNA Fr B bnisckese ek, Wi Bek i) DNA F B ME R B4 J5 45 4 7€ Flow cell L. Il
FP RN R AETE Flow cell 1, A R HFZ N BHEEMIEINEH, OEN B T 58 58K E4
HIERER, AT 528 J5 7 3K 1) DNA 2238, #EM# Al BB e fE kOB Y . B MR st 5 0
VKIE b RSk 45 T TN 54, 500 ANTP 1 Taq BEHEAT EAHAT N PCR Y. BUBERF T BL
P3G BA XS R BUE 8 AR R R BN B, BE— P e BRI AR . 8
AEAWIEFR, B4 AE Flow cell ¥ki F3R1G LA &R FIXVEERRII B WU AT, 7
Flow cell H N A PUFH 526 hRic i) INTP. DNA 3 &85 DL K& B 3K 5| 90479 1, e 6HRiC /) ANTP
RmAT T ZEE 30, FLFRY 8RR E— . Ll DNA #h B0R G4 5
AMEE, BN FOEARIL ) ANTP BRI XS R i %% %, W SOBIE kR G 5, G T
HALAWEE S, %L Base Calling, M4F4 DNA B2 0 75 8 231 F 5 R —4 “read”.
ZJE R H KRR 31 5 52 R FI BEAT HUT, BETT#AT 4k 0. HiSeq R4 AR K Bl
1A 3]200~300bp, FEE K KN REHL M2 B, XERTRKEZEHEZA5EESE
AR, PR AT TIE] . BRI T % . Illumina/HiSeq WIFF & HIE &
AR, BER . MRS . AR RS H B B -

3. Applied Biosystems/SOLID MlIFF& ZHARER 4 PRI CEZ TR IER RN
WF. PFZHT, DNA Bt iEid F4k PCR ¥4, 5 Roche 454 HI v A R, R Solid 1%
BN, A lum. 3" SERRIPERTT LA B SEB0 BT R 2 8 M
BEHR A Y, R FHIMALE, £ 5 DNA BUAT AR ARIC . DNA ERER SCEB AR AT
SEHBEL ) 35| KL A PIEE S =4 . SOLID ik RH 50~75bp, XEHE &, & T3
RIZH W FF A0 SNP By, &

4. lon Torrent/Proton-PGM MUFETEE  iXZ—#FH lon Torrent Systems A 7)1a i T #i i) 5
T RENESRN T ZE. SHAMAMNFESFEERNAR, X—7E 2470 DNA & i
MEEE F. #A AR DNA B3 8RN DNA & 5T 7 B VU F i % R (ANTP) |
—M. WEBEREHE AL R, DNA #iEM, SEf— MREAZTFRESS—EIHE
F BCRE T B R B I T AR B AR A . W RBUR R 2 N ESLF — I AR, A — RECKH 2
MiEZERS S, W SBAENE EEE FRER. B TFRZERNAMHENENMETES.

=, S AR BRI B

ERIMPREAREEZH TR ZRINF . RIEEAR A E, 3 AR FPRAR N W 7
AAFERANF BARFFIRRRE . R ANF. RS, NS REHAT R 145 I
A5 % (copy number variation, CNV) K Juth {A 5 14 S 5 2 A Il

1. £ERANWF 2ERANFEEANLE LAY M EE S DNA Folar. EE¥
L, ERAFRREY R EERAFICENE. B, HoimaFE 4 K51k 2 R FE
WAL EEZ . RN, 2ERAFS| T BEAA NN TR SRR =i2 .

2. 5hBFANF SETHSEMARAFEERENREZTRTFS. 5B TFHNFREH
XA TR B RET, 7R B AH Gt /) BB (R & R Pt 22 E 440 B F X 5 DNA
FrRREAT IR, BRI W 2R A4 B 72 /il 27 e KAz B A s d 2 st B
HWFF. SBTHMFPFEARFEH TEEROI. HTINEFHANSEEARDN, WF R SRA
i BB 5 IR, BOR T, ATEHE <5% WA =32, B SBRE AT F R N E R
BR BRI, ATt A B 2 ERE SRR RS . 550, S BT AN FESURE



FNE EFBEFHREA

Bl (1R R0 43 T2 Wi th B ORI . B FARNFRIA L2 B2 KE BT, W
JAEh T X\ 987X . microRNAs 4 i3 X 25X 35 15 B S B st .

3. BRRREHEBRAF B brX RN 2 e B 2 R4 X 5 4. K5
A B LI P RE A SR AR [R], R4S Bk R (1 5k DRI 41 IX 3l IR 4T, 4 B AL 2 (40 DNA
BT AT B AT, 4 H hn Rl X 3k DNA & 4 )5 7R F i 8 2 00 P BoR BT I R 9%
H b5 X35 AT LU LE () DNA 751, AT UR 43 A 72 A — B B oA 8] I A R Btk i)
Br. X—HEARFEATIURERNEEMS Ti2W. toh, BERFEFIHHENFETHTREEA
R X Bt CNV BRI . 1T B AR 37 KIE4E /N T WP K, 78RR 2 & B An £ AR
S5 BRIRTIR T, HRoRH PR TR M B A . H A XS 3k P 4R % & & e A SE R A I
MEHEA 3 4E e FE R S X AT iR — B IR .

4. DNA REALAF DNA FEAGHEERFEENEE S FIHZ —. BHBEANRE
FERFRFNTEEREN M. 2EFAETHRRE (Bisulfite) Ml 72 DNA FREALHIF
M4 hRAE, W15 S| AL R M A L R4 AR . R R E WM AL DNA REW
VERA RS FEMR C AR U, 317 PCR /58 T, Wi 5 F4 BA FHEMk
BT C BER 2 K. SE8 _RNFER, BilairE— C BEN R ELRE, vTLH
B PR A 4] DNA FISAL S . BNV A, SRR RS BER AL
VE R A7 1 43 1 Bl o

5. RFRANF HFAFRER - AHSURELMGT, ARNFTEERXTYNES, BF
{51 RNA. #81& RNA. #12 RNA K AE%T5S RNA; 3k X E3EFTH mRNA &S . FERENF
RERTHE S 1 BUAE S — T BERAS T T AR SR I RNA (18, EF 4% mRNA 16400
RNA. ¥4 5] T REEREAKER N . mRNA 7] 2 BTG A IS . RS
JEgmES RNA B35 KB IR, 1XE Rt JE4RAS RNA TR e H A .

DO . =AM A

B=ARIFFHA I MM FH AR (de novo sequence), B B4y 5L DNA MIFF. ‘B35
AR IR E RSO IL, BB SRR ROERRE AR . SYF R E R AR
#3 X\ DNA %, B R RIEF R E DNA 8 F# R3] . 24E5 DNA S5 b 2248 ) i %,
BRI F 4 DNA BEEEVIG, 26HE K. XMIOLRIERBEZTRASET DNA
REBHENY, HHETOCHVIRZ )G, G RuH DNA #AIRAR K DNA #x4—H. =
AR B ARFE Helicos 541Ul P K | PacBio /A &) F B4} F 5L (single molecule real time,
SMRT) DNA Jll FFH{ R F1 8 3 40K FLI 45 AR (Oxford nanopore technologies). 55 = ARl FFHI4L
AR B PO R0 SERT , JFRE BRI B 21k DNA F RNA 31, B8 =AM R AT
KB B, HARE, BITRAZNH.

FLT ERERZE.NGEITNEEESTER

— . cDNA vafE

cDNA 77 [& J& 38 M EE R 5% 724 (40 mRNA) FF 44, % & B4 DNA (cDNA), &5
HANEAE, FH| cDNA 4+ FHRIBAR . fEZEFTIEEFT S H, cDNA —BOETE M mRNA R FH
| RS DNA P51, YT 8A ST B MEE 1 cDNA ¢ BEARRT (a5 . $RE 4 M 8
RNA MR, 76 R KB T & B cDNA. 06 B BB F51 %0514, LL cDNA AR,
i#id RT-PCR ZREA K H KK cDNA 7 Bt. SRHITHEAN VYR S8 ERmEE AR,

Notes %:



EFREFMRER
cDNA w2 B K FRE, BHAE R G, FHE LR AR FE T a8 Hr Al
BRI C

¥4t (transfection) $55MF DNA 8 N\ EAZ 4 i A KRB F B B An G Rd #e . —R¥RAE
RN FH DNA B . HY W 2 B 2 — 205 IE H 5 F7E 40 M N 1 2h RN S8 A S R
BB . A5, BREZARKESEORNVLELSRZ —. HHELRBEAR G AFRE,
—R R L, — SRR GRARLY) . & MSMNE DNA/RNA REEA BITE G a4k,
BRI —ANE E QM P AT R AR 2 AN DL, P A BRI ERIE, (HlE HHFs LR . 5 & Rkt
SEFE YL, SN DNA BERT A& B8 F 4t thrb, AT REVE N —FIUF B R FF7E. SMIE DNA ¥4
B R, B R EEE B EMAR D, #HTE R (neomycin), #i% & (hygromycin)
FREFGE, SERCHELNAMRAR. BEAEANEESERERLWEEK, FEHELTE
T EIL DNA SF LA L6, AuE, 5aFRamlet A%, HBRTEaBETE. v
T EFE RS .

1. DEAE- B3 #%E DEAE- X5 5 N H WL 40 s Jid 72 —, DEAE- H#i 5 6E
RFETEZERY, © 5 R B IRE & 5 HL 40 fRR T4 RN .

2. BAERSSE DNA MISEMERATE— €/ pH &4 T JE A DNA BERRESITIE . X LByTie
1ok 40 PR ) P B B A AN . R IRAT I8 T LA 40 L P B R BRI 4 O DR P 4R DNA %52
Fefg, AEAR R BRI . BERRES A 5 BUR A A% (8 B o4 2 % I o S AR 5 4 1)
B9, ‘

3. AILREBfRE  PHE 7l AR T W IE AT, e SAZM MBS BrER, OB
BRoaF, EREZRIEE &Y. BHEF 5 X R4 2R 1y 5 i A 40 PRI IR PR, R BRI B aEA
M. NLTRRBRAEZEAFREMELRNE. EMETT U RIMAE T ER G ERAARE,
i BiEReR N H R B TR R AN F K E ) DNA, RNA RMIE AT, 54 ik shi
Ge[R] i iE T R IA R AR B R Ik .

4. MIBRLE BHES.BFAERERBRAIEHNYEERT %, BT BR%
71, HRAEFEH AR Z IR T M M4 Mo ) 7k . XPh 7 R & H 23, HEAD
AERTRERERERAMIOBII. A5 FLE 5 P k8 4 i 49 40 i 704 22 40 X 2% 1 3 J1
TEAEGHRNMM. RFAEKrRREARE AR IAARAN. AR
5B R SR MR A G R . EERAKRESE TR SER 7 AR F AN,
FEMHTHYHM . EWRgEH T DNA R EEM ML R HER .

5. fFRJ/E L (viral transduction) R F FI%F (retrovirus) \ ¥ % (adenovirus) FE K H
(lantivirus) &5 F I8 Yum 8 . O s B e yos 3 Hh JEOE 2 R0 1 3 40 P 3R 18 ) 52 4 AH ELAE
FATI#EATE X4 M, 2 J5 R ¥ A\B8 )3 30 & B DNA RN A 218 EERA S, B EREA.
PR R R — MRS LA DNA FE. CHEEZAENSFHAFEAENARA, R)EE
WEERAEBRMMEA, REEREMAI), AESHNE THRERA S, NBRRE.
&R B R T8 A AR R BIEHEE -1 (HIV-D REF—FRESA. BRSHRgasTaE.
FBREBSMTHENAERFR. HBHENEERNEREEATRRIFEEETR. ARAM
HEN T, L3 B a5 A B ) R B RURE, B R e 4 M e AR AR, SEIRSNIR B R A
MR ARARPRE. RERENRAREBNER . LEERSRRERSN SMEFER
HENEGRR.

—. RNA LBk
RNA T3k (RNA silencing) 52 F TER (gene silencing) £¥5 /N RNA 2 F S B F R IEH



FNE EFHEEFWHRER

MRS . XEREZAEY GEY). Y. BED F— MR ERTH BRMATPLH. RNA JUER
F R 3 I 0 40 P P R R AR R R R AR R Th R . RNA JUBRF I & 8 SO XU RNA
(double-stranded RNA, dsRNA) /™ F HIBHIE 7 515 R R RIX 5. & H LA RNA JTBRA
WHET 8% i = By PR/ RNA (microRNA, miRNA) FIA T 44 B 4P /T4 RNA (small
interfering RNA, siRNA) T3 ) H %+ mRNA KIREf#E, JLFRA RNA T3 (RNA interference, RNAiD .

1. miRNA miRNA HIFT&E&E ZEIRLE M, L1 Dicer I T2 J5 T —KIEmILH /N RNA
43 F (18~25 MEHER) . RNA B FERTIRE SPAHIE mRNA #35% . BiFE#E BIUJ4E mRNA
FRE M. HE SR RARERNRTE. NP EMAL R R,

2. siRNA siRNA &—2 20~25 MEHRK KX RNA 43T . siRNA —fo A T4
AR, B Rt AR, & RNA TR =Y. siRNA 53EREE R YRS X 8 UTR X 58
LFxt, FEARSIFYEAMIN ) mRNA. JTERAHNEEATBE R ) RIE, R —Fp s B SRl .

M. ¥R

RN, BRERERBAR, 216% HIOERE (333 A& 36 21K DNA 75 ¥ A\ ff ek
YN, SRASHERARITEA, NTfHKEFREARENKIEDRE. HTEYES
AR FEEHER P EFEREE. R d . BE DA, FiR. DR KRS, FEREARRIIGRE
B 2R 5, N FSIRAR I TR LB T, A B AR R th] & 1 25 46 s PG B SRR B R 22—
RN BB B IE A BE AR P N &) S PIRER.

HER/NRBEAR SRR LS, aTCL PR, —202 B MEFE /) B F 4 R REbLEE
& AH—HRREENERED RERA K e A SuE. ¥

(—) BNEBERERNSNHIE

AN P REN B3R B NER 2% DNA 5 2 B b AR RG . R 58
HHNEFRGERREEZ RO TFERE . DMRES%EIEY HEENBARRERE,
% DNA 2B TR S . BERKTER DNA BMES. NBREKREHES 54 DNA
WA 1~2ng/pl. B, REEAANE BT HAE T ERBEHE THRERDRH . BEHLE
AHlEH/NRETBEHE — MR I EHRRE, REFRREKFHEEE DR a2
PLEES T ReE D RIDIRE R R M BR . EXMER T, D RKRIMARGIMNEERRILWS
F BT, BERDROHRFTELES N HE ARSI R TR

(D) ERBERERNSNGIE

E R4 T A DNA FFEEHNREY H OEFEES 2D RERA R B R . X—H
ARERTE B #HEF R B in_E38E 6 m i/ REE R4 DNA J B BHEERY HERE. BE6
RN B4 DNA F BORT 25 5id 25 09 41 U DNA Jy BORE B2/ R AR T4 Jid 3
ENHHEE R THNERNNER TARBEBRR N FERE . BFERDRBEHL—P
ZRAYTEER. € AESHRERDRIHE AN ENLH_-ANME NKERER. X—7H&%
T2 T ERRERB (gene knock-in) F1F K 5l B (gene knockout) «

Ti. AEPRERBR DR

HEZIBR, XYEFRRR, £ 8 80 FARKBERM —FH U FEDEEAR. BELE
MEAHRBMAEIAR B R RIERBRAIEAR. XEMAEFGENBEEENERZ —.
B H R AR B E RN A DNA YR ELRE, HWE iR K RE A B R
H A B, NTuff HEEEThRE R . MEERGIGEARANER, BT REELS, B R
AR W EE N A TZE S, BT 1 E A M : TALEN, CRISPR/Cas9 %, A FEIFEA]
DAIK 1) KT mgi Bk 1) H BT .




FNE EFEBEEFHRER

(—) BERITEEAR

JE T HER R (gene targeting) J2& I FIH K141 DNA W] 5405 DNA Fr#i % A 41 ) 5 5k
BT REMisuE R R A H REFERSAR, XRARFEEASA. BIEEFNFEFEREAEARN
JREE, FHAE 77 B FE AT 50 4 SRR DR bR i 5 AR TR R bR v . BRI BIAR S .

1. FHHEERRE FFEAEE KSR G T B e XA AR T IR
SE BT B — Fh AR IR A R BRI R B 7 2. SRR BRI Rk E BRI Cre-loxP EH R GRLINH .
LoxP & —B 1 34bp ME AR RS DNA 5. 7& Cre EABMAFFET, loxP {7 K4 DNA &
LTI LA F B AN loxP AL 502 18] (3T #E DNA J5 B A DRI 40 0 ot 285 v s 7 B PR 2R 9%

2. FSHERR HIHEFRBRENRZL Cre-loxP EHRF N HEA. #H] Cre EH
SRR 3 FRIEEE/DNRARTTER. B3RS TR R, F#%H LoxP M E K
/N BRAES 72 I 30 & AR A T AR T AR R RV .

(Z) TALEN 2R

TALE (transcription activator-like effector) f& FHHE Y BUR 4 & 2w i — R R FH R BUG T
FEA, ZMEQETEANTATFRIESRERFS (B DNA 463 5HEME X ZE B3 F
XM NAZ TR R AR S, HBIEREFRE . TALE 7] LUR A 5 22 BUERAE AT H )
DNA FH4% & .

PR 1M PN D1 B R D) 317 B 45 € DNA J751 8. TALEN (transcription activator-like effector
nuclease) f&— 7 AN TSUE R FREIME A VIBE. ©4 TALE # DNA 455305 BRI N P18 (Fok D
ff) DNA V] E A& 173%]. BT TALE ) DNA &8 I L H i DNA [FHI454, TR
T LUK BRI N U e A B 75 R & IR A . TALEN 7E41 fup S5 R RBER R L5 6, TRk
TRERAFA YIS, B A TALEN 8] R X 185 4 XU DNA #i%¢ (DSB, Double-Strand
Breaks), M5 /& DNA it & HLH . 40 M wT PR i 3 FIVR 2 R 38 & LA (non-homologous
end joining, NHED) &% DNAY NHEJ & B HLHIFEAKEH, #5 K AEHR Bk /A, Nk
G 5EAE, PR AT DLk BB IR BR Y B 9. TALEN Bk IR 24000 20%.

(=) CRISPR/Cas9 AR

CRISPR (clustered regularly interspaced short palindromic repeats) & — /M) DNA EX
BHFEE, oM THEEA S EFERA+ . CRISPR A7 2B H HEM R ERTHERFF
YAR%. Cas9 f#7ET CRISPR 4 s Mfif, &~ XU DNA %88, RETE T 1] RNA (guide RNA,
gRNA) 15| B F X AL S 3ET 18] gRNA 55 Cas9 G54 (175 REE 1 551 () TANF 5
(matching genomic sequence). [ T EAMNTFUSL, 75 FL AN 751 i Mt 4R DX i 06 2547 7 [ B4 (] B F5 311
B4R EX (proto-spacer adjacent motif, PAM). PAM JF3IXtT Cas9 R4 REWH Bda e i K IELEH
BHEEENENL, HEBNEE RNA B 5RFIEHERNS S, FFZLELAT ARS8
B E . Cas9 7EREAL s VI EIF= X DNA W3¢ (double strand break, DSB) J&, 4f ffd v] LLE i
PFR 4 % DNA #4718 8, 3EFYE A 4% # (non-homologous end joining, NHEJ) &8 7 A1
[ YR 4 7730 (homology-directed repair, HDR). Ik RYR AR IiE B4 18 % BREEH BI U1 (W X
R AERER A, FBUREMEFEERTIRE. TREEASEL 44 DNA 53 F 4 DNA Z
V) ) 05 2 s R B AT A R M TE B3 S [ e N MR R ] (1B 4-6/ SCR B 4-6) 0 Cas9 1 b —F
HEEA%E TR SLRINEENE. BEEE. Y. e i, Foi. Bt 54 . /NEAA K40 sy
2 (R #Efe 40 R 0 T-40 D .

5 s # ) TALEN 5538 454 58 o) 4w 8 R 440 LK, CRISPR/Cas9 B8 4 VIRE R4 (L o
PROLAE R S R BT (R et B/ NE T . [Ktk, CRISPR/Cas9 RS 7E G VA7 Fidk
A E R RS RIEE KRR . 7S8R &S5 RITHBIAR K R K, CRISPR/Cas9 REExT
T3 AT RO R VR T U A O R R



FNE EFHEEFHRHEAR

PAMSF31

UG A 2 R 41 3
ZEREHDNA

4-6 CRISPR/Cas9 #AR

A B b g
HEORFERROEARNRR L, EFEAFR—TERAF. LR Ao
RERGEBERABMEMEBERAGEE. AFEHEFHEFHAEELAGERR
RETMEMR, TLERBAEA., XEHRAIEMENGEEAIMHR, H8
SPHER, REARSERINER., HRAWEBLANG. EABFEFBERA P,

HELERPLERASHRERXBBAFIELSFA .
i

€/ SSE)

S5 3CHR

1. JE&T, . SEROARSES ™ 6028 I DL R o S0 TAE T 2013.

. Sanger F, Nicklen S, Coulson AR. DNA sequencing with chain-terminating inhibitors. Proc Natl Acad Sci
USA. 1977, 74: 5463-5467.

. Houdebine LM. Transgenic animal models in biomedical research. Methods in Molecular Biology, 2007,
360: 163-202.

. Appasani K. MicroRNAs: From Basic Science to Disease Biology. London: Cambridge University Press,
2008.
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B N alk S e

Btttk (chromosome) R IFMEY) HI—EF KB k. FAXMMAERE KH 4 FE T %
WHEIR 4k b, Sl i R, B RS Rtk T . EARRYRG, REAEKKEH.
TG KNS RRHE: TER—F S, REANESSH. BEHREEM. Fel, Rahk
WREAETRE, CREBEERAWNRE, M PBOF L EEK MR K. Fit, 6
R HH R A RA LML RIS EE, AR REARLEETE.

F—T AXEBENESRFE

—. REFSREK

Yuff i (chromatin) 5 Ju 644 =2 [R]—F 4 57 76 40 i F2 35 B9 AS [R] 5 38 o B R LI A R A7 72 7
Ko Jeta S getaihR—Fr il DNA.AEH . AFAE A X RNA FAHARMZEORE &Y, BE&E
DRI R AR A o el TR0 A2 40 P () S A% A ol R ) DNA 2R [ R AF- 4, T e 2 U 7 P MR e AL ) DNA
RO, REARERE W EFEREITBHER.

(—) 2R

Huft [ DNA FIE (G RS A4k MR I R7E 8 T 200 B BRI 4549, Bk A i
MeriERk, B KA SHFBRIKRMMA LA —NETT, L8 ME. KPBRE % MERIEL,
BRlagn ez hiEEREX . Ak, 352 H—4% DNA 2 FESTEHEE /MR LA R R AL 4.
) 3 40 A B e £ R AT AR B L BT & B A 4 FIRE AR E DL R D BRI AR, 2 A H BB )R]
(euchromatin) F1 57 445 i (heterochromatin) P38 .

WYY £5 I AE 4N o ) TR e AL AR B, 2MAECR, REBRTNIYS, S F R —REHFIIN
DNA, ARG, 5400 F A 140 iz f v 4 . 57 e 66 5 76 40 B o) SR e L R FE L
SRERE, T HREER, ZoMEKERNRI, 3 DNA R, FFEER DNA F5, 1R
DHATH R FE N, AP AERO R ER. RRERNSAFEM: —MRIEH
S Yufh, 5 BRFR 45 ¥ 5 44 8 /R (constitutive heterochromatin), G5 ¥ F 4B R R YL A X E2H
R, RRFYPEOTAE & FP 4 AP SR TRARE, —RATEERN DNA FF, BEEFE
P, W TFREEPFELMX. WX REER, UR Y REdKE g 23 RBE%. 5—H
R et 7 Y48 )il (facultative heterochromatin), 1514 Th e 5 4 €6 i, X IS Y h i R 70465 2 41 U %
R R ER BB, HE G B A TR . ZERYE A B 5k 22 T 16 1, THEFIN6E,
LR TABURESR, XA A, R HLEREN. W X Qa6 M —fkttR
Pt i .

(D) ek

Qeta fh R i et A I 2 RIBERETE L. BRPEERER SR SH % DNA JURRES
o AEK—/EFEA DNA §F Y 3.2 x 10 WX, P85 £ LE4K DNA 55 1.3x10°
BEAEXS, UL —B X BB 0.34nm RiHE, B — Kbk FK) DNA M EKEASR Sem.
JBR ) ik A AT R A% /MAE (nucleosome) o /M B AZ LV BURL (core particle) FZE#EX (linker) 7 &5

88



FHEE AEFBEES5REER

SR KO BRI R0 2 IO R 4H 2R 1 (H2A, H2B, H3, H4 & 2 N4rF) BT s J\ B 44k L
KESE )\ R R E K DNA Fidisk. HEAZ 1lnm. XB DNA # 4#L0 DNA, 45 146 4>

PR, B Sei% O FBORLSH A I%EO PIM VAL Z 8] ) DNA 8RR 8 E X, X Bt DNA K4

60 /MLt . HEE H1 AL T%E#KX DNA Rl . E#KX DNA FHKEZERE K, B AF 8bp,
KHATIE 114bp. BEANER BT B —Z/MFE L —% DNA 7+ FHEGE X, Bk—%& &
BRI AT 4E. Xt RPN — %54, DNA KEBES T 71%. B8 /MEM I BEORLT
YEiE— iR ek, FERIBLRE (solenoid), DNA [ EE X BIE4E T 6 1%, SRERH B AR — %%
iy, IR E 0 IR e T B IR £ B (super solenoid), JEEf DNA MK & N ESE T
40 £, HIRLE R ROAEN =451 . HBEBLEFESHEBEMR T HLIRP AR 6a R,
DNA XJE48 7T 5 1%, R AAEMNUgLSH. XL Lgake, Ffafi+ i DNA KE#E
48T IETfE (B 5-1.

B4 M HE3F (2000m) 7««*

PR bk
30nm£F 4

s>

DNA(2nm)
b Y8 4T 4 (11nm)

\ /7

51 RBEEBEMFEEE

et R TE A 45 70 40 R S5 58 R A R R A WTE B AR A 1, —RRFE 40 e o 3 o S S A 1 T
BRABIBE, IRESFEARX A, ] LIFEAF B35 F ISR,

(=) R

P44 8 T (sex chromatin) £ 7 [0 5 40 fa A% v 1 3 € 4 ) 7 e 68 B3 2 SB7 HH SR K — ok
WAk . NBHREAE X MY Bf, BT EREFRHEAE X Bt i) (X-chromatin) f1 Y 4 i
(Y-chromatin)

1. XEBR 1949 F Barr S5 ATEMER #0220 4 U i% H WSR2 B — MR 4/, 7E - )
WARX—25H) . #—PHFRRI, Br T RSN, HAMEHHILRZY) (BEANZ hEFEEX
M ERENERNSH . T EACRME TG M, 753 40 M 5 18 3% 5t /T DL B 2iX — 45
¥, FRZ A X B a1, tHFR Barr MEER X /ME (B 5-2).

1EH Lot (R B 410 A h B IE N 8 — NV ERER, K/ANZR 1pm FIRGE FE/M&, Bl
XREHR. EFRBENEE X REaHR. A MAEEBLHZEN X RERFEER? THH
X Retath EREAEE BN FMERF RS, AT ARERE A X Rtk
EFHREHAHNEREY L ? M2 K — X EMNRBERA S F LR EFALLES

V W

Notes / ®.
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SHE AEXRBASHBEER

/

14~ X Befa i X X Rt i 2 X Befa i

E5-2 EfEXRER
E: #k PR X Rt

FHIBHM™E? 1961 &, Mary Lyon $##H T X Jetaih i B, BY Lyon iRt , XX L ) St
AT TR . X — R HH Y SE AR XD R X BB BEERFSEEENEE. KIMEMED
MEAHREERARR SR, BARTERR, 72 S B AR B K& 4R S
RARIKLEMN . BHDNRADAARIFACRER, 1L BHEREHER—KER. Lyon R
Wi B AN X AR E SR X REEEHD 14, Bl 46, XX MEFH 14~ X A7,
47, XXX AMEF 24 X Pt i B, B LR m s A~ X kg 14 X Ra AR R
480, JF B RBEEIN. EMRAE T, RE%E0 X ROgRAEE, RE 14 X REO4A&F
. TERFEHKT EARS X REKETENE. X TESBHE, SN X REERRE
s, T BAEfT R RE R A EER, ot X R AR

Lyon R UL it F -

(DX BafERFEBREERBRKE R . X REEBIREREELZHENEENR. X
VERR R TE B2 R AR — AN 8, 45 O ROFRIRE T I X R kS . BIRREE A,
WAL T Xq13.2 (9 X RGOS, A X REARERBILRE. (20X AR RE BN
B). SR X Farkn Lok BRI AT IR B 85K, (3) RiFR T2 . HEHEWILshYiEg
MANA—% X REOERHFEWEN. 5—%& X REOAEEE R KRIER, 7506 540 i+ ig
FEAG T 25 B 480 X B i, (4) RiERKARA N EEK . —BRE—RERMMA K X
e bt A AT, AR R 120 T 3 S B B ARGt BRI — A X Rt RiE . BIVR SR AQUR
) X B ta Ak Sy, DL 40 M b S0 ) X G At 2 SQUR I, Bt 3, BT XA i i) AR
4 f b AR R A A IE RO B X Rk, oAU X Jefafhkig. Bk, KGRI, HER
fHEM . E, Bt X EBEE R RE KU, Lt ik, —2g i R RiE M@K X
Juta RSSO BE B, T 7 —Se o M 4G i A KR

R, AN X ROk BB &R, U538 — R ORFENE, HRBHE B E 48
WX et . EWBHERAE & X Rk, il X REARBEAIZ. 45 XERKEALNE
TEARRLH, BREANAA & X Rdk, FrUMmmt X R2EH. —NMRPITEr X 3
BRI E ST X FEAfE. T HEEARPRREA X REEFR—DNRERBESE, BRAY
Lyon tbBRSR , K ZH FiGHE, XAORIE T MEEPHEA M h & R — % X R ih R RN,
EM M X EBER = ERFEMFKY Lo XM X G644 K17 & Mz (dosage
compensation)

RiE X Yetath LA —A X RIET L, RAE 680~1200kb X BLPY, T8 X Yeta bty ik
TEHIRL R B RG5O SE, C28N K0E X Btk i) X RIGH LM T Xq13 . X &
O S — /MR 2] XIST (inactive specific transcripts), ] 8642 X 2e3% B— AN S 10 8
FH . XIST (9 BERF R RAA T RE X LS ERRIE: M Bl Lt gt X



FHEE AEREASLEEKR

EEARATH R BIARRE XIST (B ARAEAPLE], B8k XIST WAL KA X KiE. XIST 7
YR MM 5 RS X fe oA B3 KB ESR TS RNA.

TERHME, BR X REARFERTERENN, 2RO —MFE, BEARETEM, 3F
FERIER X Jetatk ERrAEEEE R E T EE, B WS EEORF im0 X E8EE
FIEANTIRR B, Z/0F 15% HIEEFBEB T XFRE (B 5-3), TeERME X Qe dE A RiE X
Retafh EEATLARIE . Bk, X REGHEHREROMERE EFHNTEE M, HAEH R
WIRRAER . 0 47, XXY BIMERFETF 46, XY HIAME; 47, XXX BI/MERETF 46, XX A
i, T B X #eEABHBREN, RENREECE. 55 10% WERER T RIENSHEL: £
Foe bRk, MES LM FARARE. BR, XERFRREEISMAT X Rtk L,
W R IR R R K% (LF 50%) AT Xp &k, DEMLT Xq (B 5-3). XX T#4 X a4k
AN ERNEEER X, FX Xp EEFEMATEL Xq 7T 6874 F KHIHERE W .

BRZHX%K 5151523, C S
EREE EREE
MIC2
@ STS XG
PRPS2
| o
DMD ||

5-3 X ArhiR ok iEmMkiE L EHER

TR X R EARIEEE RIS, ERBAFFIS, W X REERAENFEHESH
FHEEERK.ESNEEREMH N, KIENSRXFLHARTER X Rl RETRRE—
PREEVEIEFE, AT S il T A A4 AT S IR & R -

RN X RIFERAT AT X SERCESA. HFHERFERY, NEFH X fE40%E
RiE> 2 N GAAKE) S AL ER I RERIE Y, X IR — R BRI FENE, LUE S0 40 U ) 3 Rt fh 2
RKRME. EE, £ FEHEHENATER AR, RUIA X KEF ORISR, iz X 3
BARKERIER . XFEEREHUE RIS TR T AR AT B R R B A S R IRKE R .
ENFER X 5SEPOEBAT, EW K X REAFEE, FEK X RE.

LR X 5EREETEHAERE T, MBARE X REEENER L, W5
WHRK R, M7 —MEFH X REELET RERS, ARIE, RN+ %5 R IE
WHEIKRE. ZESHIERE RES PRI X EBIRE.

Notes
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3 Notes

¥HE AEFBESRELRE

2. YEBFR EFEBHERRIIN ARG A, M2 AT I —5a% e ME,
BN 03um AL, A Y FEHE(E 5-4). XRHET Y REFKETN 23 KEIEWRE
B, ATHETOLEEIE . XESHARTISEN, ZHARTAGFE. ARP Y RERBE
BE Y REAKEERS. WZEEN 47, XYY BAME, HEPARZRERAD Y L6570,

54 BHLEMEZN Y RER

AR | SSRRTEE

1. AEREEHEE AYNARYMHEREEKE & AHE, fiE—9f R Edsi il
RAXEZR. flwm, R RaEEER 8, MR EEECH 40. REakHE KEE X R
VMR EHRAFEER . FEAKHEHWERYMEEMEENREZ —.

B, —ANEYERA N RT) & S ERGATY — MR EGE, 1 5
AERLSWEFERRD — AN EESH (genome) . BF — Y AL 1K 40 FUFR H BA%4E (haploid),
UL n &7~ BAEWEANREEE B MAR I —651E (diploid), B 2n Rin. AKIEH A4 gtk
$H R 46, Bl 2n=46 % . [EHE T EFEIF) PR EEEBC 23 &, Bln=23 %.

2. ANFEBENEA, & EHMRNER YRR EN Y, REAKNESEHANKE
thE. ERLHSRPHNEEERNEERBMEN, 7T UEE BB TS, HATREK
WS RIHE PR b 3 5 455 ) 2 U

F—rh Y A E B P& Y {8 80k (chromatid), BEFR N kYA Bk, EMIERHF —%&
DNA WURJiEsE. P4 Bk [0 & 25 (centromere) AHIEHE, & 2RI AL [VIRAZE % , FRAI K LR
(primary constriction). % £22%I 3% (kinetochore) R HIL /5, I+ 5 G1EEA K TE HE, £
ARG ERAERBEHFEVIMER, KEFLRREEK S BOEE NEESRE BB
MEKR. HELREEH“TE”DNA 77, E&—F 5 B EKER DNA [F31, % B § s
Stk . BLRBREARISANER (p) KE (Q BHaY. EEBNKE RS HE 45
AR A B kL (telomere) . L2 —FPAFBR I E H i -DNA 414, 5F TTAGGG AZHRESR
HIEFFF, BEERFRAFEERSHNREENTBERNIEM . B MR EA R IR
FefR, BT IE S AR kR R RS . WA KERAE SEARHENT X EXRELE
R FE EoE mT L P4 75 )38 43 » FROM IR R 48R (secondary constriction). AKiLhi#E 4
L e 848 P 46 B R — BRORGE M, FROVBEA (satellite) . BEAAHASE M4E7 IR AR . IR 40
REBRLCHIRE R, AR HRX B4 E X (nucleolus organizing region, NOR). #%
{ZHRE X SH A RNA 25 18s 1 28s i) rDNA, H FEINEER R RNA, 2 5K5EK
WEERTARHI B o



EHRE AEFEASHEER

Jeto g bR 2R B R E E AR, MRYE R s 200 (AL B T B AR A 4 Tk
B O 2204 444 (metacentric chromosome), # £ R4 T B SR R ih R, HH LA
K00 8 Hy, MIFLRAL T REERIR 1/2~5/8 Z 18], & ehik Lotk I MAHIE K
PN ; @TF 35 2201 YL 5 4% (submetacentric chromosome), % 221 7 T 4Lt AA S\l ) 5/8~7/8
Z 8], He G s A KEAR PR NE : @ing £kt 44 (acrocentric chromosome),
R SRR, AL T R 7/8~ Kz 7], FER KL @i 2 bk A 44 (telocentric
chromosome), & 2 Kl TR AR IR b, WHBE . ANBGEA NG I =FrRE, B ELk
Guthfa | NI H o 2200 B 68 A oR I o o 22 00 By e 4k (1] 5-5)

R HE

g%

5% (p)

¥#a@ |

FELE T ELR A AN WELN
Refafk Btk Bk Befafk

M55 HfEp K

=. YEeaik ShldeE

N ) T 0 P BT e AR T B 1 . 2 A K0P PR AT 23 X ek, 0rR 22 X
Lotk SHHNTHBE SRR, KA E QA7 (autosome) . F Gk 8% FFE R EARK R,
LA AN EBEAMR; MHI—X SHANK R EHHBMEECROPEL, X RAENY
et ik, FRA MR MK (sex chromosome) . PI MR A HITER, Gt K/NEA B B K Z5 .
X REAMKENT CAE 6 SHE 7 SRAEMKZIE, T Y FEMAKKRKNG G4 21 5122
SHEREL. BHRMREAY R XY, T2 40 M f MR ek A i XX, B BN
FRHR AR, T RBIHER A, XM e H A XY BHERRE. BEik, #RFXK
A, BHERATUERFE T, 80 X REAN X BB FHERE Y £E4EK Y 201, PFE
FHIZHEME: TN Fa M b AR AR X fefafk, AR —FER X L adr oy
Fo. RN, XBERBTEWTEE, BRMERAEAHRN XX K32 OT, KK E ok Lt m
YRR TEWRTFE SRR EAARN XY FIZFEI, KERASE. FrUl KR HNZ
KT FIONF SR Bk [a) s 16, BV B2 XS FUUE . EERRE T, ARKKFS
FHIGE RV, FE AR S L Hl KR 1:1.

REAR, tEnl v ks LR B FHEITHAE TR AAR X JEMRER Y B EkgEr,
M X BB Y Badre NRHR v P RERHRHEE. —MMER GRS TRE)ILE
X§fhk, RERY REARREFUHERE (EBALHELEERID. BAY REENEE LF
— AN SE B R R ——E2 A 2 BB F (testis-determining factor, TDF) X, TDF %K &
PRI R . MR AR ERME, WK ELR 47, XXY B 48, XXXY %, TR A
S5, BHRE—NMAEFNSH. BE Y REEKME, HERKTES L LHRFE, B
ERA—& X PEAMZED, 45, X AME, HREWE &M, BHE—IREREH 2.

1990 4F Sinclair Z &R T —AFrEEE, $dr 4 4 v E X Y, Bl SRY (sex-determining




%& Notes

FHE AXRBESEEER

region Y, SRY), 3+ HiA A& TDF ffAERiEH K . SRY R T Y L ihE B AN, Hi-Wh
SRY FH, REBANMHERL. T HGBKELMEERY SRY ALK REHEXR.

R, SRY \JRE A RARE RN EZE, CRER R E PR EENER, HAREME—k
EHF . SRY LAEIHEZANM IR LM BREA GFRNEEBHITER KT . LR
HEANEREMMENR Y E. HARES MR — MY ERHE R, TR R T gtk
WYk LA EEK T RER .

. Betafkrprss )ik

AR REENTRCEREK TS, 1888 FEEMF|2EH Waldeyer HRHE A 2 9R
AT MR B MR B AR, - T REAX— K. BREAETALREOAHEERS,
I B BT 2 I EOR T 7 v PR, 0 S A R U2 B — 8 B m, U R A% E BT
RERBA—B. 1923 4 Painter I&H T REAKEH D 2n=48 MW, INER—HBEZHY
FHRTEIN. HF 1956 FF, EWFEHHH M Joe Hin Tjio) F1 Albert Levan W Ff 4758 22 40 57—
AKAMBRFRBEA, TR IR ) LA R R T RIX LA R R e H £ 46 54, AR
48 % . HE[E2%3¥ Charles Ford 1 John Hamerton HIBFFN4E BT # TAAMTE L. MEEET A
RYEAHE N 2n=46. XirEERALH RBEER L.

(—) REEZRDN '

— A 41 P A T R Ak, KN L T AR AE N HE 51 BT A Rk ) B AR R O i B
(karyotype). ARl 40 M R BEAT Rt B H . ESRFERN T, e HETS EFZAE T
2—3, HABEL T (karyotype analysis).

1. AEagERERE EEFROARMREIRE ML ETEMEIMERAEEE,
Fi Giemsa e, BB RRRE LR IRE GRS, BEAROAKYSEA, Fit, RAEERHEHNZ
B R R B () 5-6,

1960 FE7E3E E FH# . 1963 FAEXK ELH . 1966 FF7ER EZ nEH it =R E RSN, HixE
Fdle T AKFLLSBEEERVRS . TAULKZEHE (BFELAAARBENEHREDR
BRE#R) F—ELE MR ERSE. TERBLAGKENEZLNNVLES, ¥AREH
Ml 46 SR oA BEATEC N . FHES . S . 1~22 5 K% B fh44 (euchromosome ), & 5 &3t 4
) 22 P gtk HR—BE S LR, AtER a4k (sex chromosome), A XX, HHEH
XY. ¥iX 23 Xfyefathsr A AVB.C.D.E.F.G 7 M4, A K, G HB/N. X REH/FIA C
A, Y FEmFIANGHAGRS-D.

F51 ARBENESRELEEHABE CELAA)
§ o Kb HERME  KGEW Mk TEHEE

5
Al e e 25 iisis

F(1.38) 1 5% W

= e
T 25)

B 4~5 wR F x ML

C 6~12;: X ek W 9EH I x 2 5]

D 13~15 & I i H ML F
E 17~18 %N F1(16 5) ¥ 16 S w45
W (17,18 5) 7 17+ 18 HE %51

F 19~20 W 2l ¥ ¥ 4 5

G 21~22; Y SN blin! 21.22 5% e 45 51

YZE




FHE AERBEASHEER

Ay
B f v o
Wk
+‘/:;E-c-§

| » i M
XE AR AR AK KK AB OK

C

p—

18

¥
[ 1,] ‘[\ &0 A8 AKX NS
13 14 15 16 7

<] |

D

XX Ra A a Aa 88
19 20 21 22
F G XX
B 5-6 AZEFBMEIERTEE 46, XX

BRENHERCFERTEINE: OREE D, OREAKAR, HMEZRMEC, "B .
EH B RIRR R 46, XX. IEH BHKEHBAER: 46, XY. EEFERRF, Feta 42 Bxt
FFAER), X ROERERSEH . KADMEFE LRI E EREAMF, Hh—FREXTHET, —
KB HIF, #R 0 R ¥E Y & (homologous chromosome) . T AS [R] X B 8 4445 AR 4 AE
IR GEA.

2. NEREBEBTZE ERHRAKIRARA Giemsa REABRMEREAER, TS
— &R OAK G R IEE A Bon ok, Bk, REERE & R EARKBUFIE O, FLRAL
B) RRpI Gk, A RBALRNMMEAER, th ReeBErtiRA M 1.2.3.16 MY
FJLEG A, X B.C.D.F Al G ARG, REERAHETH—4H, Xt HAHES SRS
Bk B RMEX 4> T B0 T Bk BT R AR ) — Ee R A, T 5 47 (B A SRR SE
BIAGER Y, XX R Ak E, RS MIRAR NS KN ZB R ARRE .. Fit, A
1959 4 Lejeune RIS — B ALY MR ZE 1968 4EH7 10 £, ATTRRIT 10 BFGahR
WAL, 3 H R ER YA A% H 8 9wl .

1968 4 iy L 4l i fh. % 2K Caspersson 558 FH 7t 3Rl & IT#ERY Bl (quinacrine mustard, QM)
ReBREAKS, R BB T AT RBER R EFGEHKHERH —£EZRFENTERRKE
2, BG4 (band). X— BHE A Q B4 (Q banding), FT B /R ML A Q 7 (Q band)

eSO
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o Ommm ZFEE AXRBGSHEGKSE

B { Notes

(B 5-72/ XKFEHE 5-7a). BAHHARTEALR 24 A ERE & BRRETL AT
A (banding pattern). BE/5 X HIL T HAb LR Rk BFEAR: © G 27 (G banding): 444
EARFR AR B9 JBE 2 A B a3 Lt Sh VR AL B e, P B (Giemsa) Jefh, Pefafk EHHILS Q
AR H L, 6358 BB T, W R R AR R I #580, R G 7 (G band) (B 5-7b/ UK
B 5-7b). G Q WAHMN M, BITE Q B7r IR HAHR F AL, # Giemsa JiEH , M7E Q
B PR AN A B R R . G B AR, W OUEMT, Bt kbR A T LLK IR T
R 2 B T S A% 2 WA 9T . @ R BHF (R banding): F bWt iR A G, BH
Giemsa 45, B/rtH 5 G #H R, Bl G B PN R B 0k, G B sk
7E R B h I, BRI (reverse band) BX R 77 (R band) (B 5-7c¢/ LKEHE 5-7¢). @ T B
(T banding): ¥ F AR AN E G, 5 Giemsa ¥ 8 a] ff §u (044 4K 5 X BURF R HE VRS, FR
T # (T band). @ C E4 (C banding): Fi§ NaOH =% Ba (OH) , 4 ¥54 5, ¥ F Giemsa 38, 7]
{E 5 LR R IR R G R (K G5 1) 57 Yot R AR 5%, T 1,94 16 S Rk IR B LR LA K Y Jefadk
KB 2/3 X B, T8I E#R C # (C band) (A 5-7d/ XK EE 5-7d). C BHATHT
B Y $efk, LK U RREGRE L. ©N BH: AWMREEE, aFLEEKBE
PR AZAZTE X (NOR) 230 AR S M i P AR 4L, SRR 44 45, FH ¥4 /f1 NOR #K 4 Ag-NOR.
PEHT TR, Ag-NOR HIrT Rt BUGR T E R Dh RevE T, BP RLE RIEH M NOR &, (HZ YR

‘.‘l
.
e ¥ s
4, v 0%
Ty \"

E57a QRWF E57b GEB#H

5-7c R B#amakEn 5-7d C Bk (&)



ERE AXREESHRELR

ARERFELRA S, T RMHE S IDNA BRE R —HMBRHEEA.

H Q B, G Bl R B Ytk B 7%, a4 fdyy HACH B om ) B B BRI AR
B I G0, T — & G R EA HOMISE T e i 80, XA T B A R adm i, RIUER
AR R AN, AR RREARHREIHE. XARMNBEREERMET ST
i, i B R AR R T, BRATAT AR RS — &R EAU R RENETHER.

3. G BHSaAkMIAR  HAT, G S EAZE ST E R IR LN A K R A 55% 12
Wil F Bz —. FTHEMNBIES AR AT R AR G 7 B B R E A

AT G W BRI, “YFH” B #E Giemsa B BRI L, “IRH” BRAEF BREEXR
FBEHRFL . “W7URBREFEORBRE. FA9GaB”. 7. o kR ERE
2 i il (B 5-8. B 5-9).

I
SEEEY i

16 17 18

%ﬂ%ﬁﬁﬁﬁ

19 20 21 22
5-8 A% GEHREAEXE

A IR I 1~3 SR, RKERKMREME, b 1.3 50 PR LR, 2
S AR TE I R

B I ks DHE 45 B Y bh, BRI B LR b

C 4154 fF: 445 612 BRI X Jeufh, R Bk N F A A R R, X BRI
HMT 7 S Yt bk

D MRt 45 13~ 15 BRI, ook M AT BRI LR 1

E 41546 1h: 4045 16~18 SRk, EUMOTH LR (16 ) FITHHLR (7. 18505 }%
51k | Notes /' B



o 8mmm EIE AXNEHSHEHR

N\
= ‘ Notes

o % aiey
- O’v" : - -3
Q= * 3 ‘? 1 af \, & i
! % * o > & g | P 3 7 l
/' -vx:“ : < c‘ga‘.’ i 7 o
‘agy -3 . ‘, Y
;ou - Y ;.* % ':,\ .; "*. te t’i’o ,a* L
m‘]‘:/ 27 o * »i q\
: s‘_’\ i LA T i

By wn E  wn

am
=e 1 2 3 5
1 2 3 . s ”
ca ge P ‘ ‘ '8
R R R Wi 28
6 7 8 9 10 11 12 6 7 8 9 10 1112
LS TN §i 2 $ 12 8
13 14 15 16 17 18 3 M s 6 s
Bn b 35 ‘. kg T2 oo 24 3}
2 a2 ey 19 20 21 2 2y
46 XY & 46, XX

E59 AXREEKGEHEER

F A3 B4k B 19~20 SHEMAE, R/ EIHE LR AR,

G Ak 45 21~22 S Y Retalk. o 21,22 5/ BEA AL 2 R g 5
&, Y Rtk Toh A

4. NEKMMEEFE [ Frdr 2 A HIEE g S AL F A S ONER ) ZAE R, B AT
(1960 £5) 463 (1963 4E). Z N EF (1966 £F) FIEE (1970 4F) AFF T HEr AR fadtie ¥4
W S— T aRBEAENGaRN. B ARAREEYGTEERET 1978 FF —RHRT
N4 o a5t 45 5 B PRy 4 466 (An International System for Human Cytogenetics Nomenclature,
ISCN), #iE T IE¥ AR FEEANaERMEL. XN EHFLEEERT g —KiHaA
HRRARHE, BRI FHERZR. WIS, ISCN FIEKZER LG 1981, 1985, 1990 1 1995 FHIF

S, X ARG a LN — SBEOF R T F R A. Hd 1981 FREAXE S

B A Al 1991 SRR P8 40 MUS 1% 22 1 a2 A H0, 1995 SERE XTI T 4 T 41 Mg 1%
¥ RNFRE R . BFRISCN T 2013 £ Hi R

4 B EARTE ISCN ME K 2R (landmark) 143 A& FA K, AKX (region) X AL
fEHE T4 (band). ARG —REA LREFEERXN. BEN. FEERASFFMTH
&5, BERAAREN AR ELNNEEEENF. AHESTRZRAX. B8 —FLEHF
HEB—RIVEROTHR, BFEFFX. SEDHHERBIFRRNEGRRE, B2 5N
HAER A

TR OEEUE LR TR, 7R (p) FKE (. XFHHTFSHMNE LKA



FHE AERBESHEER

A BEEREGESHRKE. BB RARRKAES I IR 2K DL 1A 23
FARPTZERH B TR AR LLERI X, HEAZX S 1 #. SEELR—2 W, 38R
FEKBEMERE, 230 KER 1 X 1 HMERK 11X 14 (8 5-10).

HR—RHETNFESHUT 4MAE: OREAEKFTS: QBN S: OXNFS: @
F5. Bl 1p31 X758 1 SHREAKEE 33X 17,

R P etk B A B AR W] DURBI R A AR S M 0 . 0 T RERE 1T B IO FR IX S8 S H 1)
RS, 1977 SFAE AR BT /REE, 1981 F7E CR B I E Rl EDGE i (40 M & dn 44 1)
[ fr44%l) (ISCN, 1978, 1981), i€ T4 —Mtn & 5 FARE (R 5-2),

®5-2 BBSHHERANASHRIE

PASERE R NE Y S +E - FE R AR R4 5 T T,
i B Forye ke ARt
- Je T R sk kb ; 68 5.
v 4k y RARIXA
ace ToE LR (R D
? SR AE A mat BRIR
cen EHh min A
chi SRR A mn PN
: g mos ¥ i/ QSRS
0 WREER ] P BB
ct Yufh B fk pat SCPRHY
del TS ‘ ph g2 N
der AT YAtk pro b1
dic PAE g% 1) psu &
dir 1EAT q KB
dis Eoid 1] i ar PO 544
dmin Rk _ r ARGt 4h
¥ aw =g rcp ME S AL
e R H rea HH
end B> AR rac HEHRAE
f 7 A rob F a5 AhL
fem g3 s bt A
fra fe AR AL tan HBS AL
g R ter F
h B4R tr =5HE
i LELAHK tri = 54 )
ins A var AR X
inv i A mar e Es
mal S

(D) BoHREFRER
AKP AR EAREH SR D . —E R AR AL 320 &4 . 70 FAUEH, B
FHARM S, FTLUNRF G w8 BT REEIEK. WECEFEE R REK. —ERfE

4
Notes : =
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FHE AXIBESEEER

6
5
4
3
2
1
2
1
3
2
1
1
2

)
AR W NN N =
-
ol

UL PR NN N =)

o

N N =N
At
N W - W

[
(=)

2

5-10 AXBRHREERR. XK. HOTEE 5-11 A0 SREABSWRTEE

gL fa A BI AT B 550~850 4 ERE L L. BIFE {g ik R E e b o E S EAK
WRA I . XM Y aAFR A &2 B 424K (high resolution banding chromosome, HRBC)
(B 5-1D.

“ N4 B 5% = o BB iy & I E B &Il (1981) (ISCN 1981”7 A, B T X4
R 550~850 KR A HH . BAMEFHNGETERERTZEM ., HEZEEL
WHFS. Flin: FERA 1p36 Hr o =N, 4R A 1p31.1, 1p31.2, 1p31.3, BIFR
| SREAEEIX 1HE 1 EWH. B2 Wi, £3 W, HEHHESREHR, BRAKIER,
W 1p31.3 BRI, W'E X 1p31.31, 1p31.32, 1p31.33.

et ph o B R BE A R Bk S L BT R AR ) R AR SR (It T 2 YT, ARV T RILE £ . A
fRIR A G540 7 A B B R A AR ) B 3 R AL SE MR . BRI, X — AR TE IR AE I R 4
MBS 2 FARBEFEIRE L, S REMEREENPTIAMERE M LEE 2N
FAHME.

(=) BHEREBERER

T fok Yo €5, B4 (K ZZ # (sister chromatid exchange, SCE) f§— & S A f P9 & TH Sk e 8, B4 7E
HMEATERBEFEHEZEATERN M ERNRENR, HFEHFBREEHESHNIN
%. RHARER M E ERAERNFRE BRI HR, REKNEENTREBERAE REXE.
HT SCE E¥EREirA ELENEER], Bk, FASKREETERRQN. W HNTEREHN
HUBE SEM AN 5- 1R R M 0E #% £ (5-bromodeoxy uridine, BrdU), #4740 il E /G544, &
Kok 7 AL B 5 Giemsa B8, SRJE7E BB TR AT 58 A4 R A B b 3 4 RAHBEAT I
8, - FREEORFEERPEEREHIABRERNRE, —FEE, —REE, HoT L
HIRGE B A T LR (B 5-12).

F=4 SCE Wbl MR E 2, B8 245 DNA Mt Eid B A >, Btk SCE
R A 0 & T AL R R S BCRAEY) R TS, R s BB O 9 A Bk 4 LR A OB R 4%
HHBAEENEX.



EHE AERBESEEER

B 5-12 fAGkEEEHk

(M) 2FHEEESFERAK

43 F 40 Ui 4% 2% (molecular cytogenetics) 2 &4t 4l fliBife 2 59> FBMEF#AHE SR —11%
Blo 2 FHRBAFR BT RICFEAIA (FISH), NEBFEF#E FISH R ER AR 24
&, FISH Hit# e, Fr¥ A5 2845 % & FISH (multiplex FISH, M-FISH). Y& & 4347 ¥
FhAZ X & (cross species color banding, RxFISH). CCK (color changing karyotyping) Al bt 555
HARKE. XEFMNEARY FISH MEREN RS AN A REEREEITRAREE
K, REIR A BN LR S o ik 5 i, A 0 R A U 53 2% F e B L £ AR 3R O T B T By
FItES. o TaMRBEEERZEREZNTIRTRR THNMENIER, HERKESH T RET
HaEEREA. -

1. RBERIZTRHA KGR AIZAT (fluorescence in situ hybridization, FISH) £ R & 7E R
P H AR A bR BRI . HEARFE S R A HAE—+, &7 H DNA 2 5 #MCx /Y
B s, RSN — & F, FYE A DNA # 5 DNA-RNA HELA OWEE. FISH %
FRiC I DNA. RNA 55 mRNA B %M cDNA H4EF RIS o el it K %28, Ao 7E P BA g ek (6]
k% ) F . R0 40 MBS 40 MBSl DNA BT

FISH 77462 SE 448 DNA F . A Y R € T34 L, @i Bk 4L 2, {52 DNA
XA VE R, [F] B XU DNA BR6T 2R M e B, RIGAEE AR FERSES DNA 5§
BB R DNA 454 BlRAT U BUBT I XUEE DNA. R4 DNA 5458 DNA L R[R¥EF3) (B2
o) BANE A, BiaTfE iz ek B R AL (REFFFI L ED) BRFBRFET . ZFHRHAUEEST
B A3 AT 2438, T ELAE AR S5 3E 4> T 40 i [ 5 ) [R) B AZ L3RBT 2038 . AR ES BBEfE F HRK
T 3 0 AN BEL T ZE R P AR S a4k, T FISH BEARK G40 R EIE . B
FISH AR RFHE., 24, 28 . REER AR EREN A, AGETUKARENAL
ih. B, FISH AR B ZENAFESEYFHRALERK S+, mEREEA . ERY 18 R3
AR RS .

2. DNA SF#35¢E 22 DNA 4756 [R AL 2438 (DNA-fiber-FISH) £ —F ] H 3L
EAPER AR R AR AT R 5470 BRI YL 441 FISH A R, B3 4K FISH
SPEFE A 1~2Mb, BT AR Bek et 44 5 AL B W KT, A& T e MERF T . 1 DNA-Fiber

Notes / W
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FHE AXREASHEER

FISH f) 4y #F % ATIA F] 10kb, FRETKEETE 1~300kb U A, FEEM b RAEEMERA . B,
DNA #1458 56 AT 2438 T AL Th S - A\ 285 D5 40 ) P - oSSR 465 10 40 T DA B e fEn Ak s 2%
AR PR I S AT AL

31X —HA ) Fo A [ 2 R AR R v v B P B VR R A B A 4 B, A5 () AR B BB R LR A5 1
FAR KG9 ta 0 () MNIZBE R PREUHSR, 83 L& H DNA 44, RERHARBET
YIFARC IR F DNA #-4H, 9-BIZA E1#040 ML) DNA 404 L, MR8 F438 1 85 R A i &N REH )
SEAL 77 1 LA K & e Z B I BE A E B, #i€ DNA UMK S ER, fFHiER 2.

3. EEBREEAR P AR Y (chromosome painting) f&48 5% ) R AL 2438 A Bt 44 JR A7
FATHGE BTN SR . B 85 DNA 5 Cot-1 # A F 41 DNA ERFF5, LD IEkeR
HWRZMES, WIRFF FFIEA NG 5 REE, I F YA A% 71 DNA FEfEiREH I, A RIRIR
FeR YR R Yo R g o e X B, MR AR A 3 R S o fh sl (e e K BB R HE R R
HHIFANE T, RIBELRAEHSTEH.

AT REFRQEOEHTURBARAHK, MR LEANTFREE. REMREEE
f: O5ANBELEERA - 151528 (human-rodent) {440 fig = H LR R & B 7=4: @756
Y [ 9 2 40 U £ (fluorescence-activated cell sorter, FACS) 4 B ¥ 4% e 4.4k DNA, 3 LA A4 To e
PCR § ¥ &4 @ZLBHMIEIE B QA AR A4 R, 2 PCR I 8HIMERHRH B, 3
oAk R Yo 5 1A 1IE [A] (forward) Y& e A% [a] (reverse) ¥R PIFY . IE IR G R0 1E RS 22T
BRI R bRAS . 300 e R K 43 B8 B IR 7 0 e Al & R e, R HAC BN IEH H5
% k. /

H RSBk Be i R BT N T B Ak 2 B F S50 575 44« AN R0 (] (9 =) R 1k b
1A s K Atk iR B B RIS TR

4. LB FEZHZ 3 (comparative genomic hybridization, CGH) %5 R Z7F FISH &t b
B HERK . HEFREANEEYA DNA, MAR—DNEE—NMXIEK. ATESTHLEARERE
R A L, SEAS[E 2 FI4 2 [6] DNA R385 TR AT A7 . 32 T8 e A %0 X8
DNA 18kt 5k, g A F8 i B R AR R B A EH MBS M XCH R R ERE — R R
ANEAMEZ BZEFEAER KNS . THRE CGH [F18F T 3044 b e By Bk ] &2 B3, X R H
fth FISH i3 L. HET, CGH T ¥ N T it 4 s i b

5. ¥iEH%B 5 #T (spectral karyotyping, SKY) 5 & [ FISH A[HE, SKY B T 24384, i
xR AT AR BEA SRR, AR AESH ER AR KEERE. WERARMHAR
BEabr e BRET, TR B =Rt g a4k (A, BB A+B, Bl 22-1). FHFEH=FTFH
BRI, WAT CARER R 7 FpAS [F] B SR B 44 (23-1D, LABESHE, 6 H 5 PP AS[E B ) 2%
JebRICEREr, BUAT LA 4 25-1 =31 MBS R A4k, thiRUR 24 FREAR 24 MBIAES .
1 E A Cy3. Cy5+ Cy5.5+ Spectrum Green I TexasRed ¥ 5 # A4 R B 156 6 Je ) Br = A 19
AFRIBEA &N — &G A AETIR D, 58T 52 REH CCD (charge-coupled-device)
BRI S B, [F4 X B IR 4L 644658 Bon B MR e a3, MTaTCl—B T AR %
MP AR B ST (SKY) F¥EF AR 4047 24 &3 tadd, BRTmAT LA — kit ib
¥ 5 F AR BN [ ) e £ A e A AT H R

B TR x R YR G AR SR MR R, B A SKY HiR, MEFTA kil &
2, BRI E B B DL R R B AR B AT A RE IR A R sk B i o et fa EHE . BFRLR
B, SKY A LIAERHUET B KT 1~5Mb Mgkt k & . BT, SKY C4LMN AT a2 ki
FR 40 i A% 228 W R

(R) AERBEMIZEMN

FEERGERAR T, FEESHLAEENEENH/NER, BREEH. WAREMELR



FHE AXFBEESREMER

. XEH/NTIE SE 2R R 4 IR R 77 SO 16, 3 R B B A R BN Bl B A
X, FR A etk £ &1 (chromosomal polymorphism).

REAEEEERLTUTHML: QY REKKKESR, SNEREEENKER. T8
RRMARE Y REAKESEHARREHRKX, IKREZRY 23 KEHKERR. WRY Rk
KF FARKFE 18 SR, RAK Y “KY'RE Y, #idh Yo+ # Y Rk
A G AR EAKBER 1/2 DUF, BROD Y Jafh, #iidH Yo, EEXFMIARLEFENL. @D 4.
G 4L LR gL (AR I L A B BRI B (R X R G RIX. (NOR) AR 5. RILABEIA A
o KA KER CREER) & 8 RBGRNBKEZEE. @%F 1.9 M 16 SHRAMKKE LR
AR, BRI REGRFLRKERZER . Hoh, £ 1.9 F 16 SREAEKFELN T EE R
Xt AT B2 A B4 .

REGHNEZEUETRFEREESWRPEERX, Fith—8EH B 5 KR BN A%
B BB R —BREEARNBKER. BAREFHAMRE, RELFNEERKERE XK.
XU R A 2B ERUBNZ AR W #8, AR T#—F P RE.

REAEZENZE—FMEIBENLENER, T UEBME TURRE, e _&EHER
77 B, B — B & RS T —MR, BIwl MR — R fEdsid, A T Ia R aF
R

Pt A2 ARMERIN A

(1) R 2% H T B A (BRI AR E R A KRIE. thindr™
B2, BT E KA REAE A R EN TTRERAAZTINZOREER . B4, AWNE T
BRSBTS R AT UURRSE 21 S kiR | B REARLER B B B S 2 AN
AESREWBSM 21 SRAMAKR BRTEET, Hi5E 21 ZALEMEBE KB R EBARRRIE.

(2) EE AT H ABEAT R B . B E F OMACRE (BRR] RERISCBE) BBk, HRYE
AL BT ISR, BB T o R QB HEEX R, HAT RS .

(3) REAZEERRAEN—Frd, #4T A RR KR R RN BE T K& F 5.

F-T RBEERE

5, {5 M52 (chromosomal aberration) i 14 40 ffu 5% A= 58 40 B 9 Je Bk R AE R IR
B BANAT RS R G REARAF A ML ERRM B ARMFE. Gt gkzen]
5y B E WA G R . Rk i $ B W AR X R] 4k AR M B A E A P
W, SHWEEEEFRE.ER.EBAN SAMBEAMLE. L5— DR A P9 e a s eL
AR R B A R, XA B, RS H WA, iR S mAR, HSR
W R EE EERNBFN R BENER, E@EYRAKET SR, 7L SR A4 5
B IEE R LA

—. Refafirie A i A

FPEREARR AR KR B H, FGER AT U428 BUF UM (R R . WEE R YR
RAELRER

(—) =ER

B WLEYR, W— 200 R FYRPURIH A5, M58 REARE. iR
B, REA T T ABETRPARME., FRSE, HIRGEEHE AL RO AR
RTET—BNFE AR 2 BRI A L O 7] S 0 R e 0 A e AR P 5 A8 7

1.zt REEAWNR R R — PR 29 . BRI K TRBT AR R N K 259, ST 51 R A\ G




FRE AERRBASHEMAR

AR E ARG . TR BT FUESE, FBEEERE . BT B % (SR 2D e | B s
FPUR AP FBR OB . FURENYIEZ I AT RN ML 6520 o8 &

2. R FERUFEHERAT LS HRAKH R A AR, FEAHIBER 2t F 5
o phmm AR I, n Sk hBEEE (ROT 2O KRR,

3. Ty TbEacE. BE AL AR £ T 8. KB Rag, e
B AR . KEMIX S E R T, HR Ok ma R0

4. RERARINF LR i I iR IR € R SR ] b BT (R A6 2 Rt T DA [ AR
AR AR, QHERR B AF-2. A RS

(2) ERR

£ B AR () A7 AR ) 55 2% FE B S SR T 0 A48 2 — 52 I, (BRI BAR A, oM A
Ko HXEKEFRHINRRGRROEESCR . BB Y FR K K KBUN 4
B EST LT RIRITBUR 2655, St AR — IR E . TV BUR Y RS bl 5 e 40 e
BAEREAR. BRZEEEESE, T5RARAREERERTE . ARSI
T . B WA R W SR WE LR AR, B B R A5 B S, XLy
AR AT AEA AR PER ISR . S (4 P X 1 40 LR A 5 4 PR 77 T, 4 SR — IR BRUR K
FIR R GER, FTEER IR T RS MR TIE T KR S i T BN U T A &, i
THRAFIBKFEAHRR, 25024 NEAEEARRAARE. FLRIEY, ZRHNIH
R REEASERNARHERETARZREE. FANERHE, X—RAREFRERK /DR T E
AR EHARE, ZRS B EES R AT ARBE (—FREERETRBHRR &
JLEI ARG B B 1 '

(=) £EMBER

FEROABEREYRRCEHNTE: ——AEVETENEDRFTRIB 2K
B okt R A 5 T e A S . BLERR B —E MBURER, ARG ETS R R A
Rk, A5 ER EHRREARE, THE2REImKE. HENEELHTE
W DNA Ao ARG, B K. QIR R R BN EARRER, UH
ATRES | R P EARIIBAL . WOR AR R B AR B TR 4 R & BB PR SRR K BBk R

(P9) BREwR

LEERER B RN, TETRIBART R -FSREAF=ZF0BERES T —BAMK.
BERGEREA (KT 35 ), AFARBEBILNERERER. I5EHARZLEE TR
SFTALH) B WA . — B0, AFH A0 MUAE BHA 45 B RO TR, B2 35 B F S W
Misilh% , LR KB R+, R ERAAArET SR RAGEERE.

L. Rt iR R H e

(—) ZEHRT

T SR G fa k() H B AR AR BT AR (n) IEEAE S, BO DA n 0 BE50, BEAE ¥ I Ek >, MIFR A
A5k Ceuploid) . I — AR BEAEAFR A 24544 (polyploid).

1 2n AR b, R in— /N etk d, st &3 Mm—A n, Wk 3n, B =544 (triploid) .
FAE 2n (EERE B3P n, WA 4n, BIPYE4A (tetraploid). PABEHE. ={54kDL LK NG
HBfEE . WRAE 2n FEERE B> — Gk, MIFRA B A5 4K (haploid) .

AL M = A AN E RN E, B RERDBE = EEMMEREAFAE B HAE, 715
FLZH 2030 MEREEK. FRERERY, £ B KAHBILP, BREERTEL S 50%, K
B, =5 18%, MfEfky 5%. AT ERTRAEILF=MFE_E LMEE. —KRilH, =
BEBILG THREPIRERAERKAE SN ARE L SRS, R ARG &, B



ERE AEpEEEREHER

Rt REEA S R B, ERN KA ANSREEL, A SN FARPRAEEERTE, AT
TETIRTHEMIESKE - SBMr. WUFERE= AT TR, 52 N 4k
(4n/2n) HIBR& 44, BREEVL= I EAG T & .

BB ML B DU . DU . BN E RN L 0RE.

1. SR digyny) — A BEHREIT 5N EFRBTRESHE, NTT=E—4
ZREBKAT. EIRAMR AR E RIS R R, RSN B B el TR R R T R
AR A, BRI A AR I e A A (T B BN Al LR, (XN R R IR . e
5 ANEERNRTEEE MBEREE =AREGHANET, BI=FE. AR 69, XXX 8
69, XXY PFPZ RS2 X5 OF (B 5-13a).

2. WESZHE (diandry) —ADIEEFMHNFRNSHEMNEFKEFREZHE. A TEMET
W E —ANRABH, FTU A F RN A —A 04, SRR EAHRRNTAT
X—ORAIRE, TR & TR NET =AY A, =74 aJE~K 69, XXX. 69, XXY
69, XYY =FK B H5ZH5 51 (B 5-13b).

()

B 5-13a =T (A, (C)WEZHE; (B) WETH

BHALLSH

5-13b MU{E{EEITERK

3. %M EH (endoreduplication) FELE— IR A5 HEf, DNA AR EH|I—IK, TEAES T
PR TARRART —IR. XEERREIBEAF 40 MR 2 V05 k. X2 MR M LR asg
FHEFFIEZ —

4. BINE L5 % (endomitosis) FEHMLF RN, RAKIEFEEH T —IK, HEHRPHN,
B ARBR . R, WG EERTER, Bk, 405 RARGEHN G AMARE, BH % MBEHN
SR, GRAEASH NGB, R T 4.

JHGAR, =51 BT BLIR B 7T 24 XUMES2 S B 20 : IR EERERBEAR
HFZEARE LS.

() FFEEMHKREE

— A4 B G 4R B S a7 — R a4, FRAEEEAE 44 (aneuploid) . X IR
R R AARERRE ., RAEFBHEMHENEERGE, &7 4T 154 (hypodiploid). # — %44
(hyperdiploid) % . T & AEI7E 2n PIERY b, D> T —&BLEREE, ATE/E 2n—m (3F:
m<n); H _fFARTE 2n FIEEAL E, N T —HREULEREME, AT S4E 2n+m GE: m<n).




$HE AXREASHEER

1. EZfEE SR el > 7 —REEBEN, R4 &4k (hypodiploid). #
Fxtge kT —4% Qn- D, g G EEEE A 45, BB AR (monosomy). iR _E& A
KA 21 5.22 SH X JEARK PR, BARR 45, XX(XY), —21.45, XX (XY), —22 fi1 45, X.
%Ay 45, X B/MEEER BT X el & RFTEL BRAEXMRBAME, 2 eI R,
REDBAFERAME. BFEb—& X Rk, AAHREE A EFRKRIER.

2. BEE “AgRPREGEEE S T — RSN, FROVE 54 (hyperdiploid) .
B AR A R - FER AR E AR 254, TIR3 K 4%

FRNPEAL T —4% Qn+ 1D, AHEALEESE N 47, B R =4R (trisomy). X&
Ao A% H BRI MR B 1 — 2 Ar . B, it RTHE 17 5§
kM RE ZHR R EIRIE S, AR R AA ARG HERE, EEHTREENIEM,
) R e K G A PR A8 0, O s e TR 4 PR R T T AR B TR E IR O IE B R, i K E 4
W EA = AR A R LT RIER G . DB EARREI R UFEE A, HEEHETA
K, I & ERE

AR EIGERR A 246 (polysomy). ZARTLE WLFPEge ik, ik Ju Py ik R
(48, XXXX; 48, XXXY; 48, XXYY) AR (49, XXXXX; 49, XXXYY) . WREEMM
rh — o [ 5 G £ A [R] B Ok, BBk 2D T — % IR B 4k (20— 2), FRABRA A (nullosomy). A
HERARTY MR W ARIE, R A X Rl B I AMA R AN BB RIS 1K)

3. BOfEtk ARARPRERAAEERET RE, HPHEREM, Frw, mEmm
WD ettt B AR, 4RO BB, ER A4 H (46 %), BAR EF K —F& 4%
A, WFR AR — 544 (pseudodiploid) .

4. HBEE —MMENFERFFEERFEFTF U BB R, XA AMERRIK &4 (mosaic) .
Ul 46, XX/47, XXY; 45, X/46, XX 5. kAW DUREE 75 26, g7 E 2 F L BB M
GEM FE 2 R A . &

(=) IEREE=EME

R AR R, ZHREM AR E I AR, RET REAEANS
B EAER,

1. $BEARSE (nondisjunction)  TEAN M7 Rk N | G BB, GnfRIE—xt FIYR G A A Ek
R G BRI I S B, T R FRFEAN—AN T, &RIAERKBHA TS, — %
BR] e €6 A 550 H 186 28 1 R B A, 59— AN U BRI S £ Ak e B i/ T R R T A4, XN AR AR
HRAEARA B . Rk A B AT LUK TR IR 2 0 3008, ] UR A 7R e 1 78 R 1Y
RN G SR

(1D Bt b AN B R ALEZAEIN M IR B I 2 R f2h . IR R —Qvfa ik
R ARG E, AT RBARFEMHARAR A RAARNREE. AOBEREES—
KON, W EA AR A, — N AR, —MAEFERERR. &
NERAELERE ZRINMLLE, ERAER =A== AR KB A 1 (45/46/47) (B 5-14).
Aoy ERERBY, EH _ARARRMLERRE, RER A,

D) BHH RN KEROEATE. FEEAFTEREERBIR], FHEE—XRER
BARARG B, RNFEAN—FHREZ, FIERNE S, 58 24 FREE G+ D, 5%
A22%0-D. 5EFRTFZREGE, BEE _EERTE _FE. SERESRIRER A
ARG B, BRI T MG AR SOl A LA T JURS5L: 172 % n; 14 33 (n+ 1), 1/4 5 (n—1). &
15 IEREF2KE)5 , 3204 N A 546 8 45k, W% (8 5-15).

2. $BEEEELK (chromosome lose) X FRF A7 35 BIFERF (anaphase lag), FE4I i %
SREBEP, BE—ROKRSGELHE, TRERHARS SHAMM TR REES R Pk



FRE AXREESHREEKR

5-15b WS RIFEEFRSE

NATENE SR, WM T, ERAARAANERMERE G4, fEAEZRBERE
IR —F K.

28 ISCN (1978), JeEAHA R FR T A “RBAR B, HRAAHR, + () BELRA K
a7, PlinkE—&%B0 18 SREAL T 4%, ATk N: 47, XX (XY), +18; T —4% 22
SYREENFIRR 45, XX (XY), —22; H RS T —& X Falk, aT#iR N 45, X 5 45, X0.

Notes }g



% Notes

FHE AXRBESEEHER

—. R fkgiigmy s

PGB REZZMEREREZW, nYHEEE FRE AR ENBERE
%, EXBREOEAT, BERREARAENR (breakage), A5 2 MR BIFIER (rejoin).
Wr R Br i RAE FOR AL E EEF A, RO REEES (reunion), BIRAEKKE IER, A
SRR . G R AW S R R A B, 2R BB ) E 5 HoAh v B R ER
HER, WA 5 E A AL, PG A HE A (chromosomal rearrangement) »

(—) REEFSHBTNBRGE

N4 182 4% 2 i 4 16 B B A (TSCIND il T 8 6 N B GL ta 44 DL B e 0 (i A8 55 (1) ip 44
Jidi. ditgmAEgeta iz R A 7 AR F AR . ZER T, MR EESEHESER
FHICWT Aok FoR . R E PRy 2 5E (R 5-3), NAKIRE B gL ot B8, PR R4, SRE H—
AN (G O EEBRF RS (0 deD) B EHRAMAKER, HERHE —NMEIIN SR A 4K
KPS, BAENEHR S S URREIA. 7P, BRTHEAFNERB ARSI, SH
KEFAR, ERE—MERH AR AR I AR MR s, TR EH R G AW A K.

®53 DRRBEEHBENS

H 46, XY, r(2)(p21g31)
46, XY, r(2)(p21—q31)
B2 SREMAEE 2 X 1 HEKE 3K 1 R AR
ZH 46, X,1(Xq) '

46, X, i(X) (qter—~cen—qter)
—&IEH X R EARN—4 X KBEEREE, FE RN X KB RREE LR EIHOE Kk

K 46, XX, del (1) (q2D)
46, XX, del (1) (pter—~q21:)
1SR AEAKE 2 X 1| WK, Fommima sk, REEEARRIKCE 2 X 174k

slElfkA 46, XX, del (1)(q21q31)
46, XX, del (1) (pter—q21: : g31—=qter)
F1SREFKE 2 X 1AM 3 K 1 AR, EEssk, EMNXEEFTHEE LR
B AR BN 2 X 1 4, 453 X 1| BB BHC B AR 1k

MHESAL 46, XY, t(2; 5)(q21; q31)
46, XY, t(2; 5)(2pter—2q21: : 5q31—5qter; Spter—5q31: : 2q21—2qter)
W2 SREAKE 22X 1R, HEmil A2 s SRadk, mEs SREAaFRKE3IX 1
HALWTE, Fm i S5 2 5 L, EHER 2 £FOREE. —£2A 2 SEBEAWRE
25 KB 22X 1AL, BET S SRAKKKEIX 1R s SKBRN: 5N FRESSH
BRGNS SKEIX 1k, BET2SREANKE 2K 13 2 SKE RN

BABAL 46, XY, inv(2) (p13p24)
46, XY, inv (2) (pter—p24: : p13—p24: : p13—qter)
WIRAERERET 2 SRAGEE | K32 X440, XPSABRBOEER F2X 4
AR 1 X 3 #ERE, T 1 X 3 HAbNIS 2 X 4 HEAb R, 3 RS HE 20 WP i, (EIE 48
R

BB 46, XY, inv(2)(p21g31)
46, XY, inv (2) (pter—p21: : q31—p21:: g31—qter)
WiRURE R R AEAE 2 S EAMER 2 X 1 HRHCE 3 X 1 7 Ab, A7 T3 (8] i F 05 55 15
FEE FKBIXK I WERTEEN 22X 1%L, A —MEEN 2 K 1 HUE5KEN3
X 1 W AbAREE, A 2p21-2q31 (A IGFFRIMR . BT R 2k, Rk ERER A
VR R R ] LA AL




gHEE A%peksSeeds  mmdSmm

(D) 2 EASHBTHERRREENG

R 8 W B e G5 M AR« Rk, R SO B BRI RSB kg,

1. BREK (deletion) HfafkBMER, FA TN BROERBEZ KAEER. EREH
7 S ) B R B ] 2 Dy SR i R S R o ()R K B 2K : (DR iR 2K (terminal deletion) & F8 L (44 fK)
BRAENME, REKEER LELNMABARESYELMENER. WE S-16a iR, £15
R R KE R 2 X 1 RERR, M (q21—qter) EK . XE&AREMARHEEN KNS
KB 2 DX 1 WHTH . IXFh & W WA R T R 8 - 46, XX(XY), del (1D (q21); HXHIR N -
46, XX (XY), del (1) (pter—~q21:); @ Al k% (interstitial deletion) ¥§—4& F &R —& L
RETHKEHR, A AZEBFBRER, KRR EE. K 5-16b i, 3 S
BB ) q21 F1 q25 RAEMRMER:, XPB R ZRIM A BER. XFp4 w2 fE R
A: 46, XX (XY), del (3)(q21q25); HERFIR A : 46, XX (XY), del (3) (pter—~q21 : : g25—qter)-

q21 q21

2
1 qter

B 5-16a KRRk

B 5-16b HEER%

2. EE (duplication) —MHREELEE-FBEMT —HeE—46 L EHRE, X B
MEEZ T —mE)Ler. KA R B R R YR 4 64k 2 18] i AN AT 5l 00 ok 3 5 81 44 2 T3] (G A
FRBLL R FVR A BEASE.

3. @I Ginversion) X —YAARAERIKKRG, BN A Z R BUER: 180 B/ EE,
B Gak R R EHE . Yk i EIAL T LUR AR R — B (KB EE B W, il LUk 4
FEPRE 2 18], 4> BIFR A PRI A0 18] {8147 . OB A {8I4L (paracentric inversion): —4& e fEAA )
— B LRI A T PRIRIIRE, T s () BUIER: 180 IR EH:. lin 1 5464k p22 i p34
BN R4 T R, PIlT R 18] BB R R, TR T — & B Rk (B 5-172). X

Notes }g



J ( Notes

BEE ARRBASRERR

Pl A R AR B2 46, XX (XY), inv (1) (p22p34); R K : 46, XX (XY), inv (1)
(pter—p34 & p22—p34 :: p22—qter); @ A {247 (pericentric inversion): —ZHARKIK . FiH
B RET — IR, thia] i RS, MR T — B RGN R EA. 4 SHREMAR plS
1 q21 RN KA T W, Bl 2 0 B Els G =R, BT — & B EEIAr etk (B 5-17b).
X A AR O 8T AR K - 46, XX (XY), inv (4) (p15g21); FERIMIR A 46, XX (XY), inv(4)
(pter—pl5::q21—=pl5::q21—=qter).

5-17a 1 SREEEGREASIMCER E517b SEEEESG

B (A3 A7 G (AR XN A TR A {847 #7 & (inversion carrier) . IXFAMA—RAMRIEH,
B EAE AR, HEMWEET EH, Bk T EHR A, XFEHS AL TE A4
P E Uk B 2 24 T (AT A, (R S oA R AR DR S BOX I T B A BRI AL ER . i RAEBIAL A A K
R, BIR B 4 FIARFIEL T, —F BA IEE R adk, —FRAEEAR AR, KRR
i BB 4 B SRR 4k A K B A

4. B{I (translocation) —ZEEAMM A BES S —FIERVEREANE L, XF 4
WTASFR A B . 6 LI 500 75 3 A EL B AL B8 S A R N S A1 5% . OAH B 5 £i7 (reciprocal
translocation) P 4% 44 0 7 ] B e A 3R, W7 ) A e B8 S5 B 482, TG A 4R AT AR B4 (4,44 (derivation
chromosome). 441 B 5 7 A1 B A B FI SO T A 3% 44 Jr B RSB o e, JUURR o4 ~F- 47 5 7
2 S YA 2 X 1 RS S Y EAKE 3 X 1 Ay AR AR T i, BT AT B S R,
TE R & ATHE R AR (] 5-18) . IXFRE R I AR A : 46, XX (XY), t(2; 5)(q21; q31);
AR A 46, XX (XY), t(2; 5)(2pter—2q21 :: 5q31—=5qter; Spter—5q31 ::2q21—2qter).
@ % {1 5L (Robertsonian translocation) X {7 £ fifl & (centric fusion). X2 K4E TG
s pi g AR —F HAE R (B 5-19). BT & 20 3 (AR TE A LR 5 A BUA 220 i
WAKEMBE, —ANKBEELNAESE &, B —FTERAHE. PR K
— AN, NREARTEFESE —RSRNER, XREEHTFHBRZEFLNHNERHTH
TEMRREOTERITE. BTFERIDREAEILF2EFREN, 1R &K R E
& ENLVFRE THRARAAKNETRER. Eik, PHBSMEWEBRRRF 45 FR1614, H
RU—RIEE, AL+ &S MR R, &M IRFE TRl sl 4 56 REy i &8 )L,
14 SREABKER 1 X 07 (149100 F 21 SHREKKEER 1 X 07 (21p10) [ A& A4 T B
R, PEARASTFEREOWN A HIER, NEELRHRE, BRTEREARGE T 21



FEE AXRBESHEER

SYE K 21p10—qter TTEAT 14 S 4Lfa kK 14q10—qter T, HAKHM I ER. OFAS
i (insertional translocation), Pi % E R YR Ytttk Rl R A, (B A Hp — &R EERN B
AR — &G mmAER B RERE T =R, A g RERmA S (B 5-200.

/%9&
~__ b
14q10
2q21\
<2921 p ” 21510, §
5q31
der(2) 14q10
21p10
2~ P
2 14/21
21 y
B 519 FABSAE GHE)D
N =
' A /-\ A N
B H B H
5q31\ . ]
-—5q31 C C
y o ol tel + \@d
5 2q21 D J D ]
E K G E
v W, \_/ .
G K
det(5) ~—/ \_/
H5-18 HES{r M 5-20 BASGEE

5. AR BEIK (ring chromosome) — 4P KM FIE RN R £ TR, SHH LK
FBm W R A R, BIFE PR k. 2 SHEAER p21 F1 q31 0504 T K, WL
TR BER, SHEELRNE A BHERG p21 5 31 A RIFRE A (B 5-21), XFg;
FIS A A fRT HR A - 46, XX (XY), r(2) (p21g31); #WRHR K 46, XX (XY), r(2) (p21—g31)
(B 5-21.

6. WELR AU (dicentric chromosome) F &L EAFRIN KA —KKIR)E, RHEZK
(¥ BB A W om A, TERR T — & DR b tafk . 6 SRk q22 1 11 SRk
M p15 Rl RAET WR, WA RAF LK RE AR BUIim i LIERE, TER T —RIELRLK
T gtk (B 5-22), X Fp 5 m AR 1 ] sUHER A 45, XX, dic (65 11)(q22; pl15); HER IR
H: 45, XX, dic (6; 11) (6pter—~6q22 :: 11p15—~11qter).

Notes f:



il SEE AREESHEEKE

pter

T

p21

—p21

p21
/
\q31

—q31
q31

LI

qter

E5-21 @RFwE

11
B 522 WELHREHEK

7. EER B (isochromosome) —HRYERKFHNEELSRBELW g aME, 5K

HEBRAK, FERAK RERTELNSRAEERN. FEEHRH KSRGS, FLn

PR, HRPERASE, BRAZEE K. GENREA. WRELBERY, KE. 584

e — &G ahk, ERT —&#EARMKBN — £ AR N EBENSEREA. WE 5-23

L Fin. ORFEFENMKE RSB R AR E RN 46, X, i (Xq); ¥R H: 46, X, i (X)

N | (qter—cen—qter); @ B /N M R AR M AR K : 46, X, i (Xp); PERHA N
# \ Notes | 46, X, i (XD (pter—~cen—pter).



FHE AXRBESRERR

e
i

BEFE

5-23 ZHEHak

B=H RBHEF

Juta 455 (chromosome diseases) R AR H M RN, HTFREOGREY RFEHE
N, BE AR ERH B RIERER, MR E®RRESEEME. Bk, fEdR —BET
PLF G RASAE: QR 8 E —BEAREZ ZRY, EHREMEKRERE, HNEE
FEERA B IR A . RA LA ARE MG, Ko Rm8itrs: QiR ERE, B
H LIRRHAES, B AAMEFS R FH SR E, WEREEAR, BIEMESNRE F.

L R Ao

R AR (autosomal disease) F2& FH W S A 4A% H Bl A1 7% 5 R IR . REAMBRY
G R AN 2/3. BFEEAGEIE. BALSEE. B =2HEE10E. B B ARSI KA 4
&, FHESEE LR G _E8BE WA G kR .

(—) Down RE1E(21 =ALZRETE)

Down Z5&1it (Down Syndrome, DS) tH#R 21 = {A45A 1 (trisomy 21 syndrome), B5ER &
B4 (MIM 190685) (E 5-24). 1866 4F 3 [E )i John Langdon Down B 4eXT MR AE T IR IR,
W74 A Down LA 1L, KA LSRAHIRE . B40% B B4 T SR AR g0 A= i —
PN AR TR T — 2 NRBEEK MR, 1932 4 Wardenburg G4 I H 44 7
WREA P, (BT R R A S & W 7 XA B X — I8 fUm BB E . 1959 4732 [ 41 f 18 7%
¥ K Lejeune 417 T 9 Bl e RIBELE LI BT 441 A B A, B SBiFEARRIRER S T
—/ G H Pk ERIE R 21 9, SRR NRA 21 ZHEEE. 21 ZHEEMEREF#HAK
LI BT S R T S EURROR, R B WGtk .

1. Down ZSMEMIARE G, Hid )L+ Down SEAMERIR KL 1/800, HE HATK
£ 60 J7 A £/ Down A 1EE )L, B H4EM Down ZRA1ERE ) LEFIE 27000 #AH . Down 45
B AE R0 ZE B BSR4 B AR i 8 T 3 v, UL M BER R KT 35 ST, RIAEHEINE.

2. Down REMEMIGRSFE R EBIGREIANE KR ET RS, ARBEERENKT

i
Notes 4 K



Notes

SEE AXRFBEASHEER

MEIE LM EEAR —RIIRERE. FHOREAERARER HEAER, 858 BE
25~50, B EIRFIRIEA: IREE R 98 AR/, ShERF B, POREBE B L B2 SR E
B R AR AL RIS TE  BERSAS /N 35 ARSMi, I, AR A SRR R (B 5-24). [B3& HAdAE
REFIETA : MK HET B FRRERAE. B LFHERTEEFXEARMAE %
FERERBLL. R . 4 40% BB Ao R MO AR, 1 L7 I A0 UK & IE 5 A 15 21 20 £
B IgE ACFBAR, 25 RAMHGERYE: ANEARER . FEE 35 % U R 8 I
IRIKHEER (Alzheimer) R R E R . BHBEETRE, TAFR): KMBZEFLHZ,
BEAEF RS, HETRREES T —A.

B 5-24 Down Z&{irEE

3. Down SAMEMEALEE  1RIEBE M RBLURAR, T Down A MEA b =Mt
fepakm,

(D 21 SR, HRERR, BHSRMIAAR 21 BREE. 452 08EN 92.5%.
BBk 47, XX (XY), +21 (& 5-25).

(i M It
\l lt u oo u n
h 0w W

16

THER || TYERY ) 6

19 20 21 22 X Y
5-25 Down &E&1{E#%E



FHE AERBESHRBER

WEEL R AR AR SRR R TR 5%, B R AR A R Ut FE P, 7R Sy BT 21 SR
ERAERSE, &ERERLEOCEEERFENR T, YHEEENRTESRE, -4 21 =48
HIE L. PEEARGEREERTRIRPIZ G 95%, 5% TR, HEZE BSR4
B BB BERHLUEEE SR, FMRARHTR S REATEEN - mibmm
I CtopolD) MITEMBIEH —E Xk R MBRERMERNAETERERME . Adib®
BLBIALEE, HAERKERILNERZENR 1%~2%.

() BB WRIZ) MBI 5%. 1960 4E Polani B KIRIE T S ALEL 58 KB ALK
SR B B R RBRIGAER. BN —% 21 SEREEFRMIAFE, T2
5D A8 G A — &R EdRkED RS, Sk BEh 46, Hh—FR GG A4k, #FR
IR 5. BH MR DIG BAL, 11 14/21 541, %A 46, XX (XY), —14, +t(14q21q), ik
k1 G/IG B, 21721 5L, BB K 46, XX (XY), 21, +t(21q21q). BEMISA Gtk W2
HEARAEIB TR A, HAGEZ —lH R RBIEF Qe a4k 4 5 A1 4571 # (balanced translocation
carrier), AR H K 45, XX (XY), —14, =21, +t(14q21q). Betoih-F45 5 AL & £ A4
MTE i, B8 E B AT AP 6 FRR B IEE T (B 5-26/ SCRFEHE 5-26), HEFR EH
4 MR TR, 5 EEMEEEE, i 4 R AME. b L, Jea T s i
W HBARIEYR, (BHEBENE)E, A BRARTSIEE, fiETad, 413 1EH, 134
SRR BB )L, 1/3 A PEHMEER A BWRE 2121 FEHHH, BIEZT A
45, XX (XY), 21, —21, +t(21q21q) &, HEFE i Zfh )L, 12 ¥ FEZEh 21 SRR, 1/2
BB K 46, XX (XY), =21, +t(21q21q). FH ik, FEZK 100% 4 21/21 HALREREBRE)L. X
R s NS AT R, 5 AR e R B — R N FER BRI R BT TR
BT H 2 — Ry i V45 5 M, SR B W B Rk .

ﬂﬁ lola ﬂ

‘ﬂEﬁ’!E?%ﬁ

@ Y

6685 ﬁﬁs i ﬁlola .

IE® 215 HWHE  BAUEA=Hk 21RKG®E™) i = ﬂzé 148k (GR 2 H)

B 5-26 14/21 FESMKEERBIREHN 6 HATENEFRARREZ EMRE

() HRAEL: WREAD N, Al 2.5%. RETRENRFRIERHTRENERKRER
W RE R, 8 21 SRAKKAERSE. WRERWENKERDE, RaT4E 47,
+21 F1 45, 21 BIAN4R, T 5 — P AR ARG . B, SBURS KRR D B2 LR AR

s>

A4
Notes 4 E



SEE AXRBESHXEHR

— RN LSS IR IR 2533, UK 45/46/47 AR R I E . BB k& ANET EH 1400
Ro AOBERAEBBK, E%MARERNGHABRE, Uik BZEREEERE. KA EERE
M EEEFMRR, QURKIER SO 21 =48R 8E, #iAY,

4. Down ZEMEEEMSFHHE 2000465 A, B H. BERERERENEGEMAL21 S
Yot ik DNA 300l E TAESER. 21 SR ARt ik b B/ M —4%, B 5.1 107bp 415,
Z1K 46cM, L5 600~1000 NEERE, TN NKERFEHAR 1.7% (R 5-4).

%54 21qBEXHFEMRICEHEXRE
qll.l D21S16, D21S13, D21S4
q21 D21852, D21859, D21S1, D21S11, D21S8, D21S18, #HAHA BB REERD

APP, D21S54
q22.1 D21s93, SOD1, D21582, D21858, D21S65, D21S17
q22.2 D21855 BHKEBER (EZEERD
UK DR T KA. 558
o FhAMSUGAE (L T B |
D21S3, HMG14 9 FhANSAFAE (T 2SO

q22.3 ETS2, D21S15, MX-1/2, BCE1, D21S19, D21542, SER TR &
CBS, CRYAI, PFKL, CD18, COL6A1/2, S100B

BT 21 ZAMEFER SRECRNPA, LK DS 1 24 FRFERALE 21 SHEA
1 6 AN/MX IR, Horh D21S52 1 D21855-MX1 AN X I A5 AXKE. D21852 Kk 13 i
RAE B /NI, 13 FHARAE 4> B2 : B SRS . SR E/N . 3K A T B SCHTFASRA 9 Rl $iks
iE: BRRF. F4ME ESH.FE. BERE. FEREHE. FREEHDT ., 28—, ZakMR
PETE. D21S55-MX1 £k & FrobsFaE (BRZERL . W ERSE K | Brushfield B - T /& /N 5
BEHEF. R RER/NMFFULLMIR) F18/NX K. D21S55 76 DS FIARHLE R EEEH,
7E 21q22.2 % 0.4~3kb. D21S55 K& 21q22.3 @ #R A DS XX (Down’s syndrome critical
region, DCR). —HHHR 2 B/R5 DS KIHH R ZEF v fe & — g iR R s RE RN, HR
AAA'E P 1 AS A TS 2

21 S 4fa/k DNA JFHIE AR, TSR 21 54k H IR Bis, X#Hx DS &
HPIR 5 TR R, AR RS2 WT DS, H BAES TR E % LitiT TRy, MAH K
ZIKR X .

5. Down E&&1EFE SLRBEILY, H 34 BERT, BRI EEEER I MARN,
X&) 1/4 BRiEBIHAE. BEFNET, St S BERS, BHEsE K TG, B BES
MG %S ENE, UL —SERKAEFRHE. —8 A0 AR EEA% NS EN
H. B BEHEE BHEES . MEETKFHANRS, IENERBEBENESR
Bgm. 2 ATLUERIREE. B—RFMIIEE A8, Rf 8% MEEEL 405 .

() 18 =KRRBIE

1960 4= Edwards %51 5CHR & 4, S FR A Edwards 2% & ik (Edwards syndrome). 1961
% Patau iFSE TZEMIREI R Z T —4 18 S ik, Kt E &N 18 =LA 1E (trisomy 18
syndrome).

1. 18 ZGREMEMIGRYFIE  FrE ) LRFEFELN 1/3500~1/8000, {8 7E L b X 5L F55
BB, A3 1/800~1/450. BRItk 1:4, XU EHAREURBASEEEHESR
Ko BEBANEKIRE, M RBE—BEIK, FBshd, FKEE, 95% it JLHF=: — Bt #ir=,
IR 42 B HARERER, TN 2243 %, REWE )L, BRRE, RN, H™ERE,



FHE AEXRBEESREER

HASE 13 76 1 A WBETS, 50% 7E 2 N A WFETS, 90% LA E 1 B NFET, RAERANHEEFEE
JLEH.

18 =R GZAMEM EERRFFE D EG A ERT, 2R\, £K.BZFHHFENRFEE.
HEERMEER: RB/NIRBRDN. AR R BEREEEA. FLE R, Nl BREER,
BE /N 95% FARERMLIR, B TR FERE: FEFKBRES- B2HES
FREEFRIME 452 L A “mafmEe” (B 5-27).

B 5-27 18 =R SEBENRHFESZETHNERTE

2. BBAGREF XEBEF 80% AN 47, XX (XY), + 18, FER 17 (& 5-28). 18 =
R P A 2 R SE SR RE A O B N R AR 18 SR AR BT R, HRAE S REER
1 RAT 3 10% Mk AR, B 46, XX (XY) /47, XX (XY), + 18, iR : AN EF AL, ¥
BERI1I8S5DAREMEGN.

e L <i ¥
, 2 13

Bg &8 5 & 3a 3B 288
A8 B3 AR g w 1]

5-28 18 =4kZABMEZE

(=) 13 =KERS1E

1960 - Patau B 5EHR M — N RA —KHSMY D AR EEKEIL, MFRA Patau 45&
fiE (Patau syndrome). [5REd B HARME ZROGEMAR 13 SHRAMK, HIFRA 13 =14
Z%4&1E (trisomy 13 syndrome).

1. 13 ZHGEMUENARERIGRFLE FA)LT 13 ZFLEEEMRFEL AR 1/25000,
GHHEZ THEM. RIRESRRFREAKEX. BEMNBREL LAMMGEEIE™E. 99%
) 13 =R R iR 2 B> .

Notes / |8



comiSam ZEE AXpegShats

B =AGEENTEERARFERTRMERERE ERNG, TR, 1N B T sk
n, AT LR, HAERER. RHIRE. EE MR T Dk NRBRECEAR B | /M
LHAHBEREARR . HRURE . EHEE, 80% AARMEOR, 113 G2 8YE, CHREAE
B, SHAERSE, WZHENATERNREREAL, HEZ, 5 18 RS MM LIS
BB B W ANBRHEBIEL . IREUR H5F (K 5-29).

B 529 13=(EairssE

2. BREEHEE HHT 80% WA 47, XX (XY), +13 (H 5-30), H &4 5REEFER
AK, TS 13 SREARKEZ KA TRE IR ORAERTE. 10%~15% A5MNE, £
K1 13/14 B RB 5 AL, B R Z AERBER A, BiTEFERmE. 5% 2% a8, A,
46, XX (XY) /47, XX (XY), $13, — R B AR .

i 9 B oo

4

36i ?;3 "8 ' %9{ !m(' eu ; gzr
~ .
) € it I K 1

14 15 16

17
? 5 2t Ve 87 1’
20 X

19 21 22
E5-30 13 =¢gR

(ED) 5p- REIE
1963 4 [ Lejeune 55 5 SGHRGE, BB JLRRFA M FESR S, SO A 45-61E (eri du
chat syndrome, MIM 123450). 1964 fFilk SEAHAE R 2 5 5 400400 B M6 K BT 80, Mb Ak

‘SS\ i Sp-GRAE |
B\ Notes | 1. 5p- RAENERERIEKSE S AMERRMEEFEILHA /50000, 74 RS T



FHE AXRBhEREHER

B)LRA N 1%~1.5%. A5 158 = Z G ARRFE 2 8 LE R4 LR SR s Uiy . aeRe
ARVEHREIRE. Pk A K IREER T SMR A TR 2. WL Bz « B AL /ML I
fo BT BRGURE L 50% BAREOERYS. SHEAEEILEY, DEGEERE,
BT ER T EFHET 35 OBEPL L 1%.

2. BBIE#ESE ZAH 46, XX (XY), Sp- (K 5-31); WA Hr AHEH. BE S SRk
R B R ) BORANAS —, &2/ DNA FREHQM, ESLE R fy Bk 5pl5, RIASHE & Spl5 ik
KB, 80% FIFHE B A Bt b BRI B Al i 2% (ELFE R [k 52D, 10% A EM B AL518, HoR
Yeth R TR kA D .. 25 35078 1) 2 S B AR B 40 L T R AR I B AR 5 A AR B 5 1, 44
H 10%~15% &P G A & AN R H R e,

5

7( 33 )3 U1} “ )'

(T L I ] i u
LI £ e 83 3!

19 20 21 22

>

M5-31 HUESTEEEHEE

(R) RREFRNES RS

Pefa kg ok / MERGAMRA TRRA ERAAR BRNSARER (RS RSN
D 51— RINR I ZHERIEARTER . AR RE WG ik BBk, IRV ER.
Jefa Rl ok ) ER BB/ T SMb. XSS/ / TR A SO N )k R R =Y
AR, TS BURARAEAR » 33X Fh £t 25 A AH A0 55 B ) Bl S 325 RS A3 BRUAS J2 17 5 380K e PR R LA R

AR ELEAME. AR _E TN & 4 P a4 B4 . FISH A array CGH & H AR BHATRN. &
FRE R R AR 20 &FP . IR _ B8N H WAE T LF .

1. Angelman £ & 4F (Angelman syndrome, AS) 1%MEA 1965 4EHH#E[E ) L#HEE 4= HarryAngelman
RIH . ZGFEMER—FMERE R, F£AF AP RFEEN 1/1000~1/4000, £ 70%~
75% BB MY AR B AR R A AE 15q11-q13, B B2 AMb.  AS FI9% R 2 4 3 4 i BRI 1t
[ 15q11-q13 K. Z998 2% R SLIRI 15q11-q13 B3E 4R FT 3.

Angelman £ & EM IR RIA T EM A KK ERLE, WoW, JLHF KM, B SRS, kot
T ANKETE, BT . A AR BE R4 R AT 0 o4 38, ﬂuiﬁ%tﬂm‘]\ BER . AE R
HKRE, HHERXNEIENFHREZES. B3 EEIAETS. FHERI RS

Notes }'g



"\ Notes

FHE AXRBHSRELRE

KRIBLREIE”.

2. Prader-Willi £&2 & 4E (Prader-Willi syndrome, PWS) iZ%4E 2 40 ki 22 5| i 42 &1,
I EBRHEN JEHEAE, LIRS 0808 , B KT, AR/, T A /N AR (2 1 AR 2 Th RE sl AiE
NBERRIRELN 1/25000.

WX R, PWS MR A T B i T QUK 15q11.2-q12 Bk, HE 49 hBE 15q11.2-q12
BE TAKFTEL. 70%~80% KB EA 15q11.2-q12 Bk, BRI PWS XX 15q12 (kg
320kb) EAL T SNRNP B[, %A R7EMA P AR L0 H RIE, 15q11.2-q12 Fsk Kk T8 SNRNP
FE B (1) Bl SR AN LAt o S B R R 2K

Prader-Willi x-S 1iE I PR R I A B ) L BATE B> s 128 L o]t BRALEK 7 8038 « S 39T ek 55
Wt R RL 55 B R A SMETERR R B A | B ~1 B EEERNE 2R g, m.ot
RERE. R EE A KR BIREMNE 1 R FIRE . R AFALTK 5198555 & KA B 1K 6
JE B M. IUE R X ORARUR: HRAAEE, BB B5IRBERE, KEZH
£ 25~30 Z I TR SR fm AL LS5 .

3. Smith-Magenis £ & 1E (Smith-Magenis syndrome, SMS)  Z4E & —F /N LI 4TI
RIEREAE, o EBRAAEA P I BEIRPERS . BRI EE. BT ARE . BhRFEE. &
HREBRE. RMEHR 1/25000. ZAHBERRE, PEARKBEEREE. 4 70% BT E4
17p11.2 Z2 & MM R BT S8, SR E LK 3.5Mb, 30 BE N RAII (CRIBYE A RFEEH -1
FEFER R RAE . TFFRIL SMS EFE G R KAH 100 MNER, ZX Fkk 5KE NERT
5 (LCR) M FHIAX R FEVEREHF X, B P B RAI FEE B, BUE T ALY SR B &K

SMS ZXAIEM EEIGKRI A : MRBRESWRE . BRCEREUE . AWEEEL: TTHRE.
FEHRGFAT AN BEBIET. 5% £KKEEZ. B KT ISR, &F HMmET g
AR FREEREE. &

4. 22q11 R REEIME  ZME R YA 22q11.21-22q11.23 RIBZE SRS EK—
AR LB 1E, B3 DiGeorge LZEATE FEMA - 0 - HZEA1E | H E R EFO E iR BB G 25 &
fE. Cayler LT Z5 & iEM Opitz ZF A MEE 2N A A MR BAE % ERPIRRG M, HRAERN
=)L 174000, B KW EHEER, BE Y 90%~95% W K& 22q11.2 £ 3Mb Ktk .
HR 5% WEFERBTERRR, ReA4k 6. HAbREAN TSI,

22q11 B R EEA MR E WG R RILERE O . BE A B, MREE A R AR
ME; B REEES MG KBRS %3 LANMRAE. iR E SR,

R R IE LKA 4 30 £/4NKEH, tn TBXI, CRKOL ., HIRA, CRKL, PRODH., COMT,
ZDHHCS %, H.H TBX1 R 5.0k B #E s bk T 7% . Flr e e MR, FRFEREEAREXR
ity i: 58

. PR tadion

P 4L 24495 (sex chromosome disease) R B ta 44 X B Y A H B4 75 FT5 R A5 -
PR EEBERRE X, B EARL SR AR 1/3. R LB WE R E AR A

(—) Klinefelter R &1E

1942 4 Klinefelter % & 5EHRIE T 145 &1, MR Klinefelter £541iE (Klinefelter syndrome),
WHRAERELZIEEAERIRKE/DNEALE. 1956 4F Bradbury 2575 B M A KL X o8
JRERMH GE® B X L aBAB D, 1959 4F Jacob F1 Strong ilESE B H AL B 47, XXY, B
BIEH BYHEE H—4 X Jetatk, Bt 47, XXY 561 .

1. Klinefelter SR AMEMRRERMREHE AR RIREALE, E5MHEF AL & 1/1000~



FHE AXRBESREER

2/1000, EABE K BHF 5 3%, DRI BHEF E 5%~10%.

Klinefelter ZREE A R AKX T RBAANE A FERFME.
“HIEREAR, HEREFAR. BHITHGE, FihNESE
2 FBERY, AETAER T, AMAE. BERTEEL
AL, KF ATCHAA . T4 EMD> B2 LHn
i ORI E TR EE . BARAE. 41 25% KMERE
RIS S R ) T P4 (B 5-32), b
R RER KN fREER . BB B8R T . SR ORSE
WY #a BEARER P EY ER, RANESEANET,
— L B E AR R .

2. BB SEEE BENFERIN 47, XXY, 4t 80%,
( 5-33). HABA Y 15%, BFE 46, XY/47, XXY; 45, X/46,
XY/47, XXY; 46, XX/47, XXY %&. HAMET] WA 48,
XXXY, 48, XXYY, 49, XXXXY %&. —HOkk, %A+ X Juta
REEBL, RIFERE™E. W49, XXXXY BN AR
T ERAERTE B B4, BF E OREET, HEF K. FEE.
PR RREES. M. B MBS RE. ke
RUFRERAE T B BN R . REBAM X B a4 T

Rt X et AR ARG B, Ao B R AETE AT FEE T i JL#R
o fE5-32 Klinefelter R EEEE

I
S VI TR T |
no»n TR T

14 15 16 17 18

s 18 THERTI |
19 20 21 _ 22 X Y
B 5-33 Klinefelter &2 & fE4ZEY

MNAGHILBETEFFEHAREBRBAGT, UERBEREY, XFEREHLERE. H
WMATHAE, MFILEREE. BHAFRE, TFARDER. LAF Y REKTHERLEA
RE, HAMERER, NG T EU.
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(=) Turner &S1F

1938 4F Turner B SR ZLREAE, A4 h Turner £ &4k (Turner syndrome), fifi j5 & DL A&

HHEAAZRRRINE, TINERAE, FHRA PR K
BAEHAERMINEREAE. 1954 FRINZ R
F i X gefa JRBAM: . 1959 4 Ford %5iIE 3L B3 4%
%1%y 45, X.

1. Turner EEMENZFERIEERTRR TEHE
B Turner Z5 A TEHIR T FELIh 1/5000, (HIEH
R ILA A Eik 18%~20%. AW ILF &
1.4%, BT E WA SE, Hd 99% W™

ARGEAHE R E B G R AE 2, RE L BHAE
PREAR, B4 LS G AERER, 58 4.5 R
WY BMRKERRIUILRZEERRE, HRE
S BEBN, INAE 120~ 140cm 2 [al; J5 RBME, &
KAl —HIESJH I 50% M H IIEE; e HER
6 N ANEE . B FLK R BRI TR L kLR R, B
MERE 2, RIABRESNA G FHER L. ILEAR
REB. TEREAR.WELIE. REHZ, Fii
AR E (B 5-34). Mo, 49 172 BEA S
MO EERIE. 9 8EGRERHERE RS,
KU AESRART, —LBEFREH T RYEM .

2. %A 2 55% B, 45, X (B 5-35),

5-34 Turner GEMEEE

r130cm
F120cm
r110cm
+100cm
F90cm
- 80cm
+70cm
F60cm
X -50cm
-40cm
; 30cm

- 20cm

B ARk A RS R R, B ARG R4 45, X/46, XX, ZiHRHA X FERE0
&, Bk 46, X, i (X — UKL, AR NIRKEINE R, BRETREEFT L, A Y $
AR A Y AT R B AR AE s B R RR /N HC A Turner AAE 32 B2 i X RLE HL 40 R

SEMN; HIVRBEASMATUEL S X KB REMA K.

€ ) I
1

e W M
13 14 15

A8  § P

19 20 21

5-35 Turner &&IE%EE

i
B I I T T T
- T { |
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Ba/b¥ B h TIeEMEE T A ) LBIZE T4, — B REATE . IR R EA LRI RN
FERMIERT. AP CEEERTULERE —HIEMEBEZERRE, AEXH,
B B H R OHERE, (BARIEH KA AR R AR A& .

(=) XYY ST

1961 4F 1 Sandburg FH KB . AWEDHEFRIRERN 1/900. %EK 47, XYY, Hsh
MY Btk ek BRI TFRBERETERESRINRAE Y REFKHASTE. XYY BN
RE—MIEH, BEGMEKR, it 180cm, BRI WKE FH, BE, EAREALHFE
Wi EEBANAET L TR BEXZHBEUTLUAEE, MHEFET XYY HER.

47, XYY BB R BN Y R dRETRF Y REABRESBEASTE, BHH XA
47, XYY RFEMAEFEMBEENREAD B I, DEAMMEER 48, XXYY; 49, XYYYY;
48, XYYY; 47, XYY/46, XY; 45, X/49, XYYYY 455 ZA .. HE, Y RARMNAES BILH
HINEER Y %6/ME. —Bckik, BRP Y REFERE, XERMPBEESHATHIKER
T B RS A T E R Y

(PO) X ={KZESIE !

1959 4E H Jacob B SEHIE . A5 R RLEHT 4 L Bl 171000, 76 LM KRB P&
WEL K 4/1000. X =AW EHERE, 4 70% BAKEFEHE _HIERFTIESR, L
H: B4 30% BEKIPEDEET, RRBERAL, R4S, AFREAR: 113 BEAHE
FEREIG, W REOUER . BRLAL; Mo H KRG, 4923 BEENET. X REAR
£, BHREWBBER, BMEFBEN. BERREN 47, XXX. AARTEHN X EER. D
BRI % 46, XX/4T, XXX. /DK 48, XXXX; 49, XXXXX. BUMG X Retatk, JLTAKE
FHRBE A BOARDE, X BRI SN A RE,

(R) ettt X PEEKESIE |

24 41 R L9k B2 400 P SR 2 T TR B R M E FR B SRR S SR R, gL A bt T DAV ER 3 B
BN e B, % T R B R R M Mt AL . Mt X Befhdk (fragile X syndrome) £F57E
Xq27.3 frE BA HatE SALA X etk

1. It X i BaESSTENERER X X REEKRMEIHARE 1969 4 M Lubs Z£—4
X EMPE R TREREKIAN, X EMHENETREGERMEN T X REAES
. etk X Betafhsn & E i AR RIE BHEL AR 171250, ZE L HEZ18 1/2000, ¥ B B IR RS
Stk

fatt X Gtk BRI RAER : 2 B BHRILNHE (1Q=35~49) ZEF (1Q=20~34)
BT, RIAEE S BRI ARRE ) 2; BT RIN L FhE . HEREIUR . R Bim. &Fk
EAAE: KA, KE. KBHA. fiAA TR . HhERZALEHEFHLLE HILK A
HIE. EREMBADIRES, THEFNAEFTRY. ELENRRKRIEREBE, 13 K
HIETEREEARERER, HARS L IEFK X REAKBEVLRE, IR X REAER
LM P RFEEE X B REHEEESERTENARK. EEBHEBHEENLIL
RKEIR, BAMD (O TTRER IR . IXREEELBREPH RRAR, 7 T —REERRFERRAT
F N K18 .

2. et X R BEZSESMENSFNG  SHate X Laaf DK TE RKER TR, I
W4 FMRI (Fragile X mental retardation 1). %34 T Xq27.3, 1 38kb, B & 17 MEETF,
HEREBRHPHSOTER ., SEHALINE, ZREFEK S Knf —=FZERERFS (CGG) ,,
CGG EHFIMKBEEANBFTRA LS, EFATRE 6~50 1 CGG EHFF. Mtk X 3t
A KT B# HH 200~1000 1 CGG EH T, HERREUEEL 200 K5, FMR1 #H
(¥ 5" s & A H AL, SBEEEERKEN AR . CGG B BCE 5 A A FE 48 X 5

Notes / |8
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FHE AXRBEASREER

B PR A T M X BB R AL BR . H—MME CGG MER IREUA R 52 K
&, X—XIBERE RGBT BT RE, HEF R TSRS MN. EERHAE 52~
200 R Z [BFR A HTSEAR (premutation), A IR FAMERR A E N E . AT REBERELETA
FaE, W H AWM RIS CGG BB EF 4G N ZE 200 Uk DAL FH-3AH <8 3 3 i BT F 2
16, FR A2 (full mutation), REEREBKIE BHEMALHLMIERK L. HERAE
HEAETFRIRAE, NMEHIEFESKR CGG . M HEHE BHELE L)L HARELRE,
A REHE W HE LHEARIVER, BEAS TR ESFI#E—FEK, BB EREHKE, H
TAREIER. o, CGG RAEMREFHER LR MRIATE, FIZ R A4
AT 4REE R A CGG A RIIRES 18, TE LA MU “ k&7 1, BIANEE4 Ml CGG FESE IR
AE. XFE—FEERZMERBFRA “HEFERE”. CGG EHFFIATEE M ALK K RFE,
AT AR A4 it X Lt i R T SR B AR M sAR Al o AR R AR

HAICL KWMLK =T R FBRER K3 A8t 215 2 HoAh s B R #4455, 41
Huntinton $EE7, SR AMEIEFRA B EFHBUR R E .

HTCEERT X 5B K41 28, Frela T2 E AR H 40 fa i & 2% 4 i 8 i
BOANATEE . X PR AR S AR Y IR B 2R Ak 3R B DNA, FH PR PR EI0E Py DR b 28, Horp
—FA B VI B F AL ) DNA, XFEBLRI AT DNA BHT 2L 2 b7 CGG BREXE R K.
F— 5 RIE A PCR H AR AW CGG B EXEE IR ¥

(77) %R

AR RREL P  SMEFE RS« 58 M AE B AS R BE (4 B9 R AE AR A P9 B3 JE (hermaphro-
ditism). PAHEESE RN IR IR B4, MR AR IR I S BRI R AE, EIFEEE
MR LA 2R TR AR ET R, 5 nI R Ma R EE E W ERHERE. Wb
AFEBMEME MM E T EZIMEENER. EHANMIARE SRS, BT EEER
PR R R B A P E S R R A AL, BT S BB . s R, P
WO /EAN 2 R AIEZ — TR . XK EH ] HEEFRBAHH, BRPEAEMAIER, B
ﬁ?ﬁﬁﬁﬁﬁ%*ﬁﬂ, ¥HEB TS,

1. EFEEE BREHEERAEWE, ASMERFBANE, BOHTERERE. B4
57% A 46, XX; 12% 4 46, XY; 5% h 46, XX/46, XY; H & A HARR KL Oh T H .

2. BAMERTE BAMREASEEENHEERTE, e SREAFRER. BE4N
HAFE—F MR, (BAMEFE AR M AEFRA B MEAF AL, B0 e T4 s M . ARHE IR 0
SHECOFE, PG 53 A 55 A R P At R S AR At R R A R O

(D BHERERTE: 2Bk 46, XY. HERASEAN, AHMETESEARHERME, 585 1T
R WA LENRE.

1) B EAPUR LS 1E (androgen insensitivity syndrome, AIS): M FRSEH, & b &: & 1E
(testicular feminization syndrome), A EZAEFE R, B XR 8@k, BHEIIET LN
HEMME. AL, BN AR, SR TEBESEREN, FE RN DRI
Ko MAREEIERKFE. FHERE X fafk EBEZAR R R, B M SR A
. HFELAZLHAZRMMEZ. DIFRESHEBRBEERE: hE L apRrtift. BEanf
BEASBRALEMIBEM LT R . 3) Smith-Lemili-Opitz 454 4. 40 E B4 R EEGE, £ AR
B, HEEAT 11q12.13. BHEEHRE, B85, SILMAT. Y. . FBAE. dl 1k
%, 1982 4F Lawry RILAKEINZ K British Columbia X 4 35 = WL B g 4% , SUK
FREM AN (CP), HMNEREM.

(2) THBHRHERTE: 28k 46, XX. HRAINE, NAMEESRZERMWE, B _HIERKEH
BB & LA AR LIRS 4AE (congenital adrenal hyperplasia, CAH), & AR i#t1%,



FEE AXRBEESREER

FPEN T 6p21.3, HALL 21 FAUREERIE N2 W, HUOh 11 B2 LREEREG, 3 BEEMHAKE
B EAL.

A BB

RERRMBEALRRGEA, RRAB AR T AEEEHDNASTFAE, TAE
CHhLERMT, FEA—RHEE, BmPLE BARAEAZAOARMES
The i A, 4 AR B B AR A T ik, I ERAE L TR

EFAGERMT REREHSER KD ERIERY, AL EEHT, 26
RTEAERERE, ARARECARTE, REASTSIRAFEpLnEERHRE. £
RAMAFERBHHE, AERRAT AR EARLEAT R LA BBGHE I, BT K
BEORS, REEHREALETEAE, AR TRASREEHRZ. FREARFETRHY
BARRAEREER, RECAFEFROERRARE G4AR. 8T e KS LT
BHARE S, WEHREH AL RRASABERAL, BARALR S 344, B
RO S EADEA S RERG G, MM REARFFELIE. RE4R
FaAoEEbREAALRSE, ORCARES—BALRMESZHEY, AL T
ARZFRE, ANEARROEABRREAL. BARCKFEORERE, X3H 50> %
o QU ERATES, A LRSS, EAASEABEFFTIAEY, o BRAF
AR, SIBEREFTF.

ZE5 30k
. Gelehrter TD. EES#BfE2EI. IR, #. b5 FHEEHRAE, 2001.
- FE BEEBRAE. B 2R AR PEDRERIKE MR, 2004,
. Strachan T, Read AP. Human Molecular Genetics. 2nd ed. New york: Wiley Liss, 1999.
- ZER. BEBREE. F 6 iR, bR ARTA AR, 2013.
. Jorde LB. Medical Genetics. 2nd ed. St Louis: Mosby, 2000.
. Nussbaum RL. Thompson & Thompson Genetics in Medicine. 7th ed, Philadelphia: Saunders, 2007.
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FAETABEMRRZREINPRREER, &7 RELTRZES#THE, HAET
I3 AL R RIAN T REE — &7 H R0, FR4 83 R 3447 (single-gene
disorder, monogenic disorder). 5B # &7 IR A T B — X RAZRGAEER 3, HALd
75 BAE SRR . RIE e R A E BT R AR F CE YR st et ih), Bl
P B R R AN ) (BB ), ATk AR SR i 4 4 3 P R BB A I OF 3
a4k 3% 4% (autosomal inheritance), €35 % Yoo 4k BB AL R H Pk RHEE 4, © X EBRE
(X-linked inheritance), €13% X e B MR X EBFatbifite: @ Y EBsfe. LhFRRA
SRR 5 | S A 5O B K & b SR BL R ig4% , (B B TR AL BRI 4LR T bt %, FrLARESR +
ERRMTUNEA. ;

T 5% N 28 B AR P 388 4 B AR A T i SR FH s AL 4 R 1t A2 AT 50 B 3 R A 1) 2 38 T
BA, BRI 5 B oL — R RS AL T R Bk ik . R MATIA (pedigree analysis) &3¢
o B ILEI i . SEE R (proband) A RN 85— N BE T SRBT 58\ 52 R B IK R 5 bt
R B E W AEEFEMERE R R . FTiBRIE (pedigree) & MSCIEE AT, BWHERLRTAX

[] =t it
L
O # S
<> TR E RS
[4] (@) wert
T
B e :
AR L
b © »resununas
XU L
© EReREs
/. PRI 0 KA
JZ[ BB Ak
o i HEARAF S
d o w ) S T 24
] woen .
1O =0

M6 HANRBAHGTS
126



FAE BERESR

R (HRERAZERER) MEE | RRRR LR R (EER) KSR E, g —
SE A% TORFIX L5 BT Rl I T A B R (B 6-1). RGP AN EEIERG R R e S EF 5w
Ak, N EFEFENEFRR . RIBHERRELHREREE, 77 U EA K R AT [E
PR, DMERE & B R4 2 R EUR R EX AN KK R B A B R ZNER AT
fgfE 773, MR R REUEE N ZHRIMKE. BICHATFZ 2R TRIRIEELSHK
4§, tn Progeny Chttp://www.progenygenetics.com/) %5 .

BERKR, FEX R MRS AE Rl i, DUKIE — AN R R Bk E
TEANRE SR H 120 a8 4% 7 X IR . 0 T 2R 2 AN B A A [F8 A R S08 45 7 1 Kk
I RIEMELRE AT (V22507 A RE Ll v i o T SE bt H 17 .

F—1 EBEHRBEEABEMHEEHRIERE

AN 2 MR B8 e a4k 5 M 38 % (autosomal dominant inheritance, AD). 40, ZE 4R 5E
ANHIERMR 3 M EZEMRY, KEFRMNEE R B, RERN 0 B, FEEN LHE
At RS, KEx, RH. A HESERAZ EHEFEES, SH%. k5%, LHE
SR G MR B . SEARBIR T, A DR 24 B .

L R 45 B — Huntington BTG

Huntington #£#%%% (Huntington disease, MIM 143100) X #4414 $E 5% (hereditary chorea),
R LT A MU B e 5 4A B RAE A (B 6-2). AR BT 30~45 % HEBER.
BEARKMEEPHLT N, AT ZMMES, REFEMTRRE. SRZ% (EER=
BOFBI . WaRRI A AT M E NS B 225 CR e H KRB E31E) MRk
WA, BEEIEREER B, TR RSN, ELERH EEEHE. S MERE
HEF —BRKAKY, &8 FEEERANE L. BERENE, THIESAE, EERE
WAE: FHIEREEA B EBFRE | ~2 FREFEF U HEEHRIHITHENE, B4 HH
R )

6-2 —4 Huntington $EiSH Rilt

B E HTT AL F 4p16.3. EIEFEM T, HTT 2 F 4% huntingtin & (5 ; ZERFRRE
T, HTT %[ 5" 355 1 b8 F W (CAG) , RAENERE, H (CAG), EH MRS K Iw I F i
FIRR T ERERIE. E#EMEMN (CAG) , ERIRECH 9~34 1K, Huntington FEEEH B H > 36
K, B 120 K. KA T M huntingtin FH, R im B EERE A E B (poly Q)
BRI, {2 3\ 41 % /5 A REIE H t R RS EE R ER, EMAERE, B
%W A48 (nuclear inclusion), B4 S Z T HFFET: (K 6-3).

Notes /- | S
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FAE RERERRE

REEH

AN EE R
(CBP%)

— @

Z%RQ

\\¥Mﬁ

HoAhE WK EEE Lk B SEERLE6-1.
£6-1 EREEEIRERHED

6-3 32FEH huntingtin BIEFR L T2

_ BREXE RRESCEM MM BOREE REEERD
KBEREAE achondroplasia j 100800 FGFR3(4p16.3)
Bk I RPER MR acute intermittent porphyria 176000  HMBS(11q233)
Kkt iRt S A%  familial adenomatous polyposis coli 175100 APC(5q22.2)

SR v B [ o A familial hypercholesterolemia 143 890 LDLR(19p13.2)
B R R AR héreditary non-polyposis colon cancer 10435 MSH2 (2p21)
Marfan 5 &-4E Marfan syndrome 154700 FBNI (15q21.1)
ZRIENSUIER 2A % multiple endocrine neoplasia ITA 171400 RET(10q11.21)

1 MR EHERAR myotonic dystrophy-1 160900 DMPK (19q13.32)

1 Biph R 4 Y neurofibromatosis, type | 162200 NF1(17q11.2)

1 B AAL osteogenesis imperfecta, type I 166200 COLIAI(17q21.33)
peE S 3=¢0 polycystic kidney disease 1 173900 PKDI(16p13.3)
P B 40 e retinoblastoma 180200 RBI(13q14.2)

von Hippel-Lindau ZZ&1F  von Hippel-Lindau syndrome 193300 VHL (3p25.3)

L WEACHARLL R AU

WRA A RFRREEMEHEEROER, A o RRHAANKMRBESMER, WETEEHE
(complete dominance) FJIFHL T, 24E&F Aa 5 BHAE T AA MRBSELME, BIERE T Aa
, BHER A REATZERIMMK, MEHEER a MERETLER, FERETRINLE
B4 EF e 2ER R

%48 (BE) %iE (brachydactyly A1, MIM 112500) & —F i Yo i (k52 4 B 4L i R 7 .
EREEEREBERE G B/ R, BEFHE R &5 (B 64); BURERE IHH
SENL T 2¢35.

BRREEBOER A BHEER A, EFRTARERER a, WA TR RE KEREENA
AA B Aa. BHER A FEXERETEZLEEHN, HMAERK L, ZEFEEN AA 5 Aa K&
BUAERBTEE B, LXK 5. R, Ef EARXBHRMIBERNZEZRLH Aa, dE AA. BA



E6-4 —MEEERKORE

MR B4R, EEE AA RN A SR, DR—DAKRBERT, —INRERT. X#H, R
YRR N FEARIE B E I, A BETTREAH AA B F 4, TXFh SOl &7 LR A & h LR
WA E ), B8 1 30% 5 R 7B b 3R (p) 1R, 4128 1/1000~1/100, HRIEBH4E 4 &
## (Hardy-Weinberg &4, W WE/\3), EMEAES FRIEESRE AA FZE o) WEK, K4
1/1000 000~1/10000, i #4& FHEFEIE B H Aa HIE (2pq) AIIE 1/500~1/50, 4 KL ¥E 18
FEBE N Aa. WHEHE Aa 5IEH A aa B, AT LH, KEAH 12 Z2EE (B 6-5), ik
R, XX REEAE—NET, &8 12 BT R AERER B L.

FR (M) (BF)
A a
a Asa aa
FR (aa) (EH)
a Aa aa
FREAR E% (aa) B# (Aa)
WX 12 12
BEEH 1 : 1

6-5 ERBABMHBEFRFASTEESER NEELER

—=. WA DR AL
M B ST 5T I, G 5 A B e ) SRS 7 XA A TR A O bl T EOR 2
BRI T Gt th b, BRI BOREE R 1R S 1R X, B3 L BRAHLL%: @ BH MR
TS AN, BEREHCHRAET, BENFRRTH 12 0T fE00 8% @R T

WA L AE IS, B H L JLARE A UUE BB E; OXCELRN, FX—BA2 R (BRI
KAEF HFEE R,

Notes / %



FAE BRERERR

R ey 5, PR b A0 3 B e 4 A IS AR AT o U A o . SR a0y
AR NBR GRE T, T L BRI BN 1/2; PIANEE ARG T) B, T LW
HIAT BEYEA 3/4.

FoT EBERERFRMHEEEREEE

T8 Je kB8t 4% (autosomal recessive inheritance, AR) & FIBURZE B Ky FaPE A,
MREREAETA RN F2a T, BHUESURERK/EAEEL BHERER, AR
DU N H 50, RELS IEH AAHR, (BT BURERBESFNR. XFREIE R T A 806
HEEMIE T, WAHBEHH (carrier) . FALIR . e RYEFW . SE R U5 EE S48 T I A e
H e

— HRARRTER R —a,- BUPER MR Z e

- HLlE R F BESR = i (a,-antitrypsin deficiency, MIM 613490) /& —F# t SERPINAI %K %€
5| HE R AR R, AR M T o-AT KF TR, RERMEBEVEILRK. @R
AP R, BUSAEERRM, X T8 RAEZEEMNEMER.

SERPINAI Z#RFEALT 14q32.13. B H WA SERPINAI 575 )y S RN Z &Y, #R)@ T 0%
iR, s B 7 RFEAE N, BF —F LB (null-type) B> W, HARTZERFEAHZFEN. S
SRASH J& SERPINAI ZEF KIS 3 Sh BT RAERBEE, BUHEE KM a,-AT 53 FH K 264Glu
¥ 264val RF, 18 a,-AT F FHBETFRER, R T o,-AT 7 FHTMKGEH, 2 FRENRZ
M. Z RARRE SERPINAI BT 5 PRABRHEE SR, HA BN a-AT 775/ 342Glu
B 342Lys B, HAE TR EK, a-AT HTFHREHEBLZEWN. ERREMEN o,-AT &5k
4L, o,-AT mRNA FFPEK, REKMLTE P EENAE] a,-AT. Z BT BMEE S K
At S

HoAh—u% W B =) E e ARt 4E 9w LR 6-2.

#6-2 FEREERILEERES

alkaptonuria - 203 500 HGD (3q13.33
P Hrbg R beta-thalassemia 141900 HBB(11p15.4)
KEEE 21- BB ZAE  congenital adrenal hyperplasia 201910 CYP2142(6p21.33)
E iy 2ar cystic fibrosis 219700 CFTR(7q31.2)
2 FLBE M AE galactosemia 230400 GALT(9p13.3)
1 &Y ifn (A YT R hemochromatosis, type 1 235200 HFE (6p22.2)
1 RYBR B2k A9 oculocutaneous albinism, type 1A 203 100 Tr(11q14.3)
E R EIRRRAE phenylketonuria 261600 PAH(12q23.2)
SR 41 o 3 sickle cell anemia 603 903 HBB(11p15.4)
1 BN NIER spinal muscular atrophy type I 253300 SMN1 (5q13.3)
KRR A5 Tay-Sachs disease 272 800 HEXA (15q23)
M EREEH Wilson disease 277900 ATP7B(13q14.3)

L BRRCI B TR w AU
ERPEEBIERERERT, BELNRFHNRE T (AaxA0) WK, BIRET BH



FRE BRERBELRK

IR 0.25, 7E 8 HRBIER MR G T 23, BIZRIBRE LN T LH A 1/4 B
(1 6-6).

#EFNR (M) (WiE)

A a
A AA An‘
ZBFEM (Aa) (BHE)
a Aa aa

FREFE EHR (AA) FBREHEHE (Aa) BE (aa)
R 1/4 24 /4
WXL 1 : 2 : 1

E6-6 EHREBEMHRMBERESFHLELER

SR b, AR B Z RIS RR N IZ R A E T HIEFH MERIEAC (Aa xAA), TR
E%, BHAEE 12 A%HE (B 6-7). '

#EFR (Aa) (BHE)

A a
A AA Aa
ai5ER (AA) (E¥) ‘ g
A AA Aa

FREAR % (AA)  REEHMHEEE (Aa)
K 12 12

WL 1 : 1
B 6-7 BEHaEAEMHEEFRXSFSEE ABEEM

FEF5BAMIBAC (Aax aa) 1] fERAE T RGN, FARPEE LAEE, B —FEH
W (K 6-8). XFRRMATIELHAHIES, FRIHIBRELEHEBIER R, FRAKE RS
% (quasidominant inheritance), /5 5% Yok BHBEX 7. EERIGECZKE P X FhE
FERGJRET, N2 B B B AR B a5 A5 B PT RE .

#AFR (M) (BHH)

A a
a Aa aa

aEER (aa) (BE)
a Aa aa

FRF|HAM BE (aa) RAEHHIHE (Aa)
xR 12 12
BERE 1 : 1

H6-8 ERBARUHEEHEEESRE FIRMKER

BEILISAC (aa x aa) B, T RHEREK2HRE. BT REBORERE DN, XFIER K AT
REMERRAD I, AR 0% 3 M 1 B PRt A% b A4 T RELEE 2.




FAE BRERERR

= WG RRAE Bt b A
—fBA K H e PR PRI A (R SRR (B 6-9) A 4 T A Op TR T Rt th
b, FIVERRAE SHANEX, BLERIEANE: QR BT EE WA EERMEN, BRE
REELEABONR , AR ERA R P RERGRIES — N 8E: OB NFRRMAERE
o BB BOR B B, UL B BULERRL b 14, BLEIER FMR# 2/3 HATAE
YN ORI, LR ER R E L RERESEE. KRHT
flATIsk 46 FIBOM S, AL R A SRR MR,

n O

.0 O .
5=}
3 T

/

E6-9 EREBEHEUHHEAREESHETERER

£
V.3 Bt AR PR B A H0d 2r Brith T E S Tl

e PR b BT & B HH e kBt B AR R R, i HILERE A BOE HR AL sl & T
it FH 1/4 LR, X2 B TAER IEFEMA (selection deviation). K A7EH Y i hRa M s
WERFRP, BB, FaPFE 1 AR ERR M AT RHR O AB BN, S8R
H5EHE, FRA5E WA (complete ascertainment), IX MWL T 1/1. HB—XRIGH EFH
B ARt BRI R A, AT AN RAE—ABSBILAETF, WRAT A R
TIE® (EA 3/4), MATRA S KL, URARSFIAEMPZE 08, BERERRTEXR
FIdRR, FRAA T2 4N BER S A (truncate ascertainment); PEITT 0 SR A T AP 8 iR et
W (HER 1/4) HB|ER S, BARILKGMRS, X TERE—ADEE | METRAEE
MRS, B4 LEHN 100%. FE L, EEFTFLHEESZNORES, WFEES
XFRE AT BRI, ZEvHEH YR PR Ba 8 A A8 5 TR R PR R L B, AR A — R IE
7

H #H F B9 7% & Weinberg SGiE# T, HEIEAR N C=

FAE AHG v R R 32 BAEG s HRIMALL.

B, 3t 11 MERFRRREBRERROFEEF R, F 4D RIEZERK 1A, HHF
HEBE, HINGIEEEFRE2 A, KPR 2MFKRENE 1618E, A 1IMKRE2H8%: F3
MNEEEHFAR I N, P 2ARREE 1 FIEE, 7 IAKRF 2H8F: H 1 M EEEFR
M4 N, g 2 hlBE. £k 23 MAMY, BF 14 4], ZFELEIA 14/23=0.6087, KK

Yalr—1)
Yals—1)

o CARIELLH]; a 2k



BAE BRERESHR

THASZE(H 1/4(0.25).

AR E AR C = ?;E::i;i&ﬁﬁﬂi, MBI 6-3 0, FHAFEh B A A R
C=3/12=0.25, BEE MBI T, DURE I K TIRIMIRIE 14 UL (05276 H 15 2 0
R AERR SRS LY, B 14,

#6-3 ERMBRE Weinberg il & Z K ER
24 G iG] ) aGs— 1
0

(=]

L = e e e
W N NN~ = = O O ©

AW W WRNRNRN = e = = ®
BN N = = N e e e e ey
W = - 0 O = O O O O ©

223

[y
H
—
-
p—
[ 5]

3
=T XEpEMEERNEE

1tk e B BR BT SR S B MR E BEAA S0 A LR e B B IOME B 2 57, X BAEESRIE K
. R AR ER SR 3RO T X Befafh b, M PR o FAH R A 55 00 2 R R 3
BB, XFE &R A 5 AFR 2 X &8 2 % (X-linked dominant inheritance, XD).

BHRAE—& X efafk, X ok EMERTE Y otk BERD 52 0 NS R,
B RE B EEF AR, RS T (hemizygote), 3L X Jefafh LHEFR AR
HAE R MR BRG0P 4 X Jetadhk, PR —4 X Jefofk B IR, #fnT LA
DA AR . ik, X ESEHBRERNERE LB AR 6, BRESHET
.

oo XOESUR MR R 2 H—oie A 3 D s

P44 FE D M9 (vitamin D-resistant rickets, MIM 307800) X FR K BERR & [fiL iF (hypophos-
phatemia), & —# DMEBERR L M F S HH K B R AFFEREEEETH (B 6-100. BEHT
BB BERR AL KRR RS, AT L BE T R, RIS Z, FiE X B 55 ROAS R0 wa & S
t, EfgR. BILET 1 AP AL KRR, BAERIKIERK Y O B, mENFHRITHFH#]
REWE. T REBH . BE. ARITE EKRKFEBEER. MK EWE, L 8E KR
R BB ER, DB RAEBREIAE, TLMERNEREL, XTRER LB E D R
&1, HPEF X REENERERE —ENER.

AIRFEFEFEA T Xp22.11, A PHEX (phosphate regulated gene with homologies to endopep-
tidases, X-linked), 4if% 749 EHEMRE . BANANHABERESBARRKENEZRE.

Notes / ®
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6-10 —HdER D ARRRIE

Hofth— 25 WA= XEB BB 4 WK 6-4.

F6-4 X EHPBIBERED \
B P AR ‘ FREXER MM BORER REHRED

Alport Z551E Alport syndrome, X-linked- 301050 COL445(Xq22.3)
R KA incontinentia pigmenti 308300 IKBKG (Xq28)
EEMAE [ B (SEEE  ornithine transcarbamylase deficiency 311250 OTC (Xpl1.4)
FBEHBRHZ)
DRSS aE 1 B orofaciodigital syndrome, type [ 311200 OFDI (Xp22.2)
Rett ZE & 1iE Rett syndrome 312750 MECP2 (Xq28)

&

Lo WERRCETRRN U e AU

XEHS EHBERNBER B REREE X otk b, HE £ X R4k EHRRELR
(B ZMMEFRBEHEE P TR, mRFEENEE L BEN TR, X HREKRBA
e W R OAABHEREHR A, XBETRAEXE FAd: X EMENSEREELHE TS
H, AR 2:1(86-11).

ERHBH (XY)
X Y
X" XX Xty
ZebfpEBE (XX)
X XX XY

FREAR EHLHE (XX) #Ee4HEEE (XX) EEBH (XY) ¥4T7EHAE (XFY)
B 1/4 1/4 1/4 1/4
B 1 : 1 : 1 : 1

E6-11 XEHEMHEERASTMEESERS HISMKER

| FATHEE OOV SIER LHE OO0 BR. BT BHEH M X —E4 L, Ml LH
E \Notes | HAEH, LTEWAHLER (E6-12).



BAE BEREMSR

PHTEARE (XUY)
Xt Y
X XX XY
EFTH (XX)
X x*x XY

TREAE E4aHaE (XX) EXB# (XY)
BER 1/2 12
L 1 : 1

He-12 XEHEMEERIETEMEESER LB ER

= XESUR MR R S RFIE

X ESBHREN R RERE XA TR R OB PR E S AN E —
&, WHEBERFEERE: QBFRIICEH LA L ASHEE; @B ERERLILET A &
#, LTEMIER; @XHEE RETINTRFEA 50% KRt v AR EE: O5FRE
BB, ERETENERELLBHNSR .

M X ESatEAREE

SRR B AP R BB M ZE B T X Btk b, HOBRRPERER, 33Xk B i 8t 4% 5 20K
K X R85 (X-recessive inheritance, XR), BA XR 77 201 AE IR FR A X M8l fa it
&9 /

—. X ZEBRRMEE 4% 2 H—Duchenne BUILE TFA RIE

Duchenne & JI’& 37 A B fE (Duchenne muscular dystrophy, DMD) (OMIM: 310200) X#R &
PERERHEAEFFA R . AR AR — T 2 1% BB BT 8 BRI 277 » T A2 ER UL PR 40 P A 5 B o Bt
[F] S SE R M B SR 4 5 AR B o X BEIUL BRI K80 20 1 R e e I SR AR BT 38, A T 7 I
K ERAERERABAEER. AMKEREL R 1/3500, I FER X EartESE, SRER
BREBAR, MABZEFEARKEHETARERTNER. BEHEEZT 4~5 5 Rn, VIR
MATEFA, 5T Bk, AReF M R 8, ShSr i HERT ™, B, BUEROTT, BITRIER
#, BRI WS B, HMENE L AR B, 58S ME, BNF 2L, FifN
ST ST (“Gower 1E”) (B 6-13). i 38 58 38 XU BE A VAR MR R, 998 28 LR 4 ek i, KL 400 A
&, BT TIEW A48, WAL BHS bt . 577 FIVE 4t R 45 4 4123 08 A KR

BUREER DMD EALT Xp21.2-p21.1, HERAERE, ¥ IFBHUNEHE A (dystrophin) A fE
TENA M EIERRE. Fik, 8& FERIANAZ M B9 S THNI S5 . dystrophin
HE R KIE 2400kb, & 79 MAMEF, cDNA 2K 14kb, 4B IKEE S 3685 BRit, X2 F R &
4427000, ZEEF R H T RRKBKKARER . DMD R RAEMEAAH LM, Lhik
2915 60%, ERE R RRERLN Y 10%, R BNk K SRFE T RN M DNERL &
30%.




E 6-13 Duchenne IlE FA B 2 )L A 7 EML 50 F X # RSB BNE (Gowers 1iF)

= X Notes

HoAth—ew L H E 31 X EY R R R W& 6-5.
R6-5 X BN E RG]
wﬁf#iz&ﬁi
1 _ﬁ._ﬂﬁ EI ﬂ:r albinism, ocular, ty}Se I 306 500 GPR] 43 (Xp22 2)
HREIBBREGEE androgen insensitivity syndrome 300068 AR(Xql2)
18 P P 2F B chronic granulomatous disease, X-linked 306400 CYBB(Xpl1.4)
" 1 R R RE diﬁ‘betes insipidus, nephrogenic, X-linked 304800 AVPR2(Xq28)
DHMANEE R BARA  ectodermal dysplasia 1, hypohidrotic, 305100 EDI(Xql3.1)
X-linked
Fabry 7 CBEBSARIFUE)  Fabry disease 301500 GLA(Xq22.1)
G-6-PD i Z fE glucose-6-phosphate dehydrogenase 300908 G6PD (Xq28)
deficiency
1. /5% B hemophilia B 306900 F9(Xq27.1)
£ 5t ichthyosis, X-linked 308100 STS(Xp22.32)
1 BUTE P A R 2 1 IMUAE immunodeficiency with hyper-IgM, type I 308230 TNFSF5(Xq26.3)
Lesch-Nyhan 25 1E Lesch-Nyhan syndrome 300322 HPRTI(Xq26.2-q26.3)
2 RUKG L FEI-AUAE (Hunter  mucopolysaccharidosis typell 309900 IDS(Xq28)
LRETE)
agftaE red-green color blindness 303800 OPNIMW(Xq28)
Wiskott-Aldrich £244E ~ Wiskott-Aldrich syndrome 301000 WAS(Xp11.23)
T WERCHARRN TR UG

7 X EYBRERER RS, BE LNERAAERNAE THERE XX EEF S

a0, FRPEEREILTR

B, ¥ B )L WA (E 6-14).

EAETHHBE (XTY) 5ER LB, FiA L FALLNRABEEF, HLRK X —

SEE T =)L, BT K LBA R A T (B 6-15).



FEAE BERBEER

EEBHE (XY)
X ¥
x¢ XX XY
wirEH (XX)
X XX XY

FREAE E¥ (XX) Sl (XX) EXRE (XY) RETFEHaE (XY)
B 1/4 1/4 1/4 1/4
B 1 : 1 : 1 : 1

B 6-14 X EHiRMEREHRAS FLUSIER BHIBERGER

YATEERE (XY)
x Y
X XX XY
EELLH (XX)
X XX XY

FREAM #WHELH (xX) IE'#’%‘Q‘. (XY)
BER 2/4 2/4
WL 1 | : 1

E6-15 X EfiEMREERESTFEMESER XHIER AR

X R e

X ES R R RABRE TAF N TR A: OABTEHEE TR LEEES, Rl
HHERE BEERE,; ORI, LT TRRM, ZKJLMASRR; L TWRER, BEREE
AEWE, LOLWAE 12 AR N E @B RE K LS. SMASL. B BRI 5
B SMNERA TR B E QMR LR, KR —2hBE, R —ERFEHH.

FRET Y ESEEREE

MR R EEMEREORR NIRRT Y ek, B2XF R GEED 487 XRA Y
%% (Y-linked inheritance) .

Y E R AR LR R R, B Y EBEREE SN B, X R Y fe it
171638, RA&F. FEIN BRAE S 8.

HETCanm Y EBis M4 KRB LR L >, BN H-Y fURER . SN HES BER
MENHRERFERE. Bo6-16 A—MHEZBERE. ZRETEMBEHEHER,
BB THEH, SAEEPIKH 2~3cm PN BEREE, MBI B2 4. REPRH
TR .

PAEAH T S B s AL LA R AR T R e W T — B R A R e
it ZA KRR ERRE ST, A BT X R S05 % (1 8 4% 77 S 4128 B4l v T
T AR R o




I B0,
o
» O O,mHE, 0,0,

B 6-16 SPEEZEERRIE

EAT FLBMRERERE

R 8 e bR A M T, OB 4T S BT R A R B ) O B A% AN B AL B AR
Hig b, EERAD 2 S BRI, (B ERARE N R B 7 755 i 2 615
f&ot.

. RSN

KILE (expressivity) HFR A FRINEE 71t (variable expressivity), &3 F 7N )RR
B, BEH F— R A RAMERFE —MEARFEAL BT & B@EEERNAR, Friil
MREEAHEENESR. fi, & Ra4kEHERENRETREARE, EUHEZE KONE. &
FESEUES TR A FEER. A TRIMEHAR, FRRARAEEIE: K EAIK
bh, BRMEE; TEER= PR RISNEE Tk EEZH. fER KBRS

Z48 () IEBUREE ff AR AT/ Z LA —; BMEIRERMEHEAR— FE2HES5H
% B A— BURA R K I EF EMEEA—%. Xz R HIEARAME, H
Al AR [F — AMAE A B3R

Ah B Z (penetrance) /& — B EF (FEXERE D) A& R ERE - NBFEFHBLIE
A, iBiE (BD EA, EREE -G, #RA ZBURER KM 25 A,
M SEbr B 248 (B REMAECH 20 N Eit, BFrif&E#d Pz BoR 2 E 15 R %00 20725
100%=280%. #tEEZET 100% I K 5524h B (complete penetrance); & T 100% B I 4 4+ B A
L A5SEA S B (incomplete penetrance). 3 —FERH 14 BB R AEK), 46K, B HEEUN
BH e MBI R . B, EREE4E G EBUREFR K/ 822 DL NIR S
(BD) R 5EARER .. FHHEL X L%, B KIE WIRARE BT A B “IEH
ME W T & O ARHE, 248 (b IEBURE RIS B R G H TR .

SHERSRIERHNARBOBES, IATERE. HRAOXANETIHBREHTERH
RIS, &AW 8] B TR0 Z 3508 B R R IEFTIR T RRIFE B T, 2 “&E” 1)
i)

BDSRE ¥-
FH T FR 558 R 2R (4 PR A6k B 3R B4R 1 5 5 — 4R e 8 R i 7= A ) 3R B4 AH R SRR BL, XA R
HEREEIIRA R AMERR (phenocopy) BB EAERL . Flin, & Gk Battst4& 1 56 R M
EWSHFHRAAY EER 5RNEN, 8 —MIRRRE, BIEW., XFHT84%5&

MIZEM AR, SR, MR HTIHER R, HAE £ T 0 M 2R A 5 1 S32 B
B HOXFEM I A B LS FA.



= HEPI B8

B 2 2t (pleiotropy) T — M ER W LA @ RE ML MR EEYNMEAFTER
T, R AEANE AR T ARBCR AR . B B8 4 ARS8 I 42 o AR O — R 51
A e N T R B AR B B3 3 T SGE MR TG B IX A4k J B 4 FEURR S 1 25 BRBEAT
F-RRES MRS, B, —ANER SR E R A S R E R AT, A
SRR N K. B, E IR R — M R EE, BERAREREALS
WERGRF, A EE. BK. FELEHAREER, EEETHIANE. ERXME
BAERIRA, HARE N TIE# A ZEMN, TR E PN A FIRARE 4R WL
MBI J7 T REAT 5347, — R 2R =) (B 5 ) Bk M IR T A R AR 88 5 1
AR ThAE, BT IR AT AN . b3 )~ FURE I ik BR R st s — R AR 3 DRI R RN F 2 ity _E T8
BN G RE—RINR BN . WHCRA MM, b TAERFMIES (Hb S) FEL4
PR 2, 3 T A8 L 9038 i JRE 8 A J3 S ML A % SR8 O S L A SUABESE, S B
P RRIL . XL IR R IRV RN (BRAD) J& RIIRB RN, IXRH R BB 5 —RE.

. ek S5

SRR LA [, #tE 7 T (genetic heterogeneity) & [F— R AT LA 2 AN AS R I FEE
B [F] —ZE DR R 2 PP A R SRR F 1, A& AR 2L 5 B 57 R M (locus heterogeneity) , J5 34 R A 2540
H:K 7 Fit (allelic heterogeneity). B, &R B ALXFIFH R, 7T H 246 FLHH MUAE 3£
s, th T by T R B O R L R TR BT o TENE A 4EAL T 1400 S5 CFTR
HRREGH. BES TEDELRBAMMT TR RN, B2 7EBRARE ] T
83 B 7R mlﬁ%iﬁﬂﬁ1lﬁﬁﬁtﬁf MERMEFEZ R, GHARIFTAFR
B 5t 55 R SR B

Al — B FE A RIRAEH WS EBR R FRR AL, #RobRELR FtE (phenotypic heterogeneity).
B, dmidE ZBRIABE ) RET BB K A PR R ZLINEE, 5IEE BHB~ENBHET A
HEK, B R FB BB EM CEREESMIE); RET ZF 5 —FRAEN 5|
B EER S, 7R R BHBE N2 RN R 2A B, 2B B DA R SR R AR BEAE
RET JREI ()38 =R AR M) S BUR — /MR I B 5 Kk B S5 iR 2 R P 4 ih 8

1. BB G AR YR Y

184% 531 (anticipation) J&$8— it A9 GEE b B3R TEES AR K BES, RIRE
WA RS ERR AN, B, /Nt E 3 3L 5 K 1 (Marie 2)) SR & 1E R —FhH
Jeth ik BHEBAER, ERMER M 35~40 &, KRR E A NAITE B, B rRRIERE,
EEAE: B PR, fiEe6-17 T I, 39 AN, 1T, 38 & Fihkw%, 1, 30 % kIR,
miV, 23 Z g O, EIFSRKRMTT, e LURBLIXFPst 4 2L

BAER I 7R R 2 TR EE Y (unstable repeat expansion), B[ £ B R gt 4%
PRI 75 BRI R A, R HT DNA - FHREEERBREEFIIRETAREHERY
B, EHRERNREFHSMRFFN = EREIT H5IE. RAXMH =ZEFRIER K
A B AR 1 A3 Ty I AR I () BRI SRARRY, #h X HFR3h 25528 (dynamic mutation).
B RAR TG R IIEIR, A = HRE LY 147K (trinucleotide repeat expansion diseases,
TREDS).

Biln, TR X EM B BAIFIER I X REAREEERE T, H Xq27.3 LFER
AFSE ) 5 Wi Btk 3B AL . ) FH PR 6k P DB Pst 1 BEAT X Beaik b, WA QRF %ML
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% Notes

FEANE BEFBEEHR

| mC

(39%)

'?E f’%m-

(23%)
B 6-17 BfEE/INRIEZH 5T KA (Marie 2 B R %

I\

LI7E AN PR EIEERE DI A B . 5 R, B X —REI D) H B FEM (CGG) , B
54 NUEATIA 52~200 4; T IE 3 AMENCE 6~50 4. 18 (CGQ) , B B H 5 EFHAD
EILEER.

AN PR % SRR

M EFE (sex-conditioned inheritance) B4 F# ¥tk L ERE, B TFHHNMER T BN
HBELaHSI LA LM ERREEREIEE LNER. WRA (alopecia), b # B a4k B it
&, Re—FMNKT A B BT BB THENRER R . —8& 35 F EAFHRHRBRE, 1 ES
HRAKHESZ Tt XREAZRE FREMRIABEK: HEFLENALSRABEKR. AR
AR EFGEEREEZ I SEN W 0 R85 MR F 0 otk ik R S E KT
m, WATHEBLR . X AT R 2 W ot R BRI A B debn . OO 'E L RR PR mr =4
SREMEE, FERAERRRIE.

B, BRI G RFRRE R TFRREANSE R Z0Rm s EREN T R AEEE
BER. BHEMAREER T L. REERE, AATREETLEAS. B slid ks £
R R ML FBERE R, R T BERTTR, A S RIMHIER .

PR % 182 1% (sex-limited inheritance) &% R4k L RER, dTHERREKHHIRE, R4
—FRPERIRIL, MAES —FHERINEEARRERI. XFE R R THH ZE0 LR ZE 7 iE s
(), AT RESZ PRI A T T K 22 PR Lot 7 5 BB RKAE, B MR RT S RS .

L. @ % B o

BRB L MR R, — MR FEIYR G Bk (B N 3 — X5 AL B D B 43 7)ok B A
HEET, MR INEE ERESR, B S e —RAeSERR, fIERBREBEARR, X#
PSR FRA AL EN I (genetic imprinting) B K 4 E[1 7F (genomic imprinting) . %X EZF (parental
imprinting) .

W5 B A B AR (R 40 ENE 5% 4 Prader-Willi 225 1EF1 Angelman £5&1E. Prader-Willi
SREMERIAERE, k&, F R85, SMBE/D, HRVEREBRIE I KEEE. 49 70% 1)
BEME 15 SREAKEILN (15q11-q13) RAEBK, I HER R RAEEBER B 15
Stk b, FIK, Prader-Willi ZREE B EEFA K 15q11-q13 XK EE77. Angelman 54
MERANFHER G5 EE, S8, EEEHIREIRSE, NIABREMBMK. 7F Angelman 55
BAET, 45 70% M B KA LTS Prader-Willi Z5 & 4EFIFEAL B IGR K, (BB AR B 87/
15 SR AR . Eik, Angelman SFEMEEE RAFER B XK 15q11-q13 X3 (F 6-18). X
ANMFERFIBF3LEH, BAEYR (5 15 5340 BISEARIEXT B IR R R I 4 R % 5w o



ERE HERBEER

PWSK PWSKX
ASER ASEF

FISERAHK BISSRERK BISSREK

Prader-willi&F &1 AngelmanZF & 1E
B 6-18 Prader-willi 2 & 1F5 Angelman S-S ERE A E EH R E

FEAR, BT ENR RN, — & AR RIBR AR T 1 RILE NS B 2Rt 52 B 58 20 1k R 5% AR VR Y
M. 40, Huntington £ B8 iR R 4 SR 22 BE5RA%38, WIH T 2 AOW F i 55 BESR I RO 4F
R MRLFRAEE, MHF LR FR ORI R R ERE TR, £ EXRF, 7
LHIRIREER TTRESR AT 20 B 724 . {EIXFP A SR IR AT IO SCUR BN 2 — ARAZ B BV 2K,
BB BHKERTIR D BREL, TR R B LR ERRI AR ERIEARAT. HAhsmwina i
AIRHEIEEE RIS SR E ML B R P S 4T Y S5 th A7 7E A AR B2

N, E R B % '

REFEEGHEY, RBURERAARERBREENA L LLTEHERIERRR,
RER S —E WEREARRHER, X— BB RN ER L% (delayed dominance). Ul
Huntington W T 30~40 S [ &%, B TEEE K —/6F.

Ju. X Rk is

Lyon R Ui IN A, ZHEKIPIS4 X FAAERI R E RN ARG FK—%, Bh X Jufafk
%1% (X inactivation, Lyonization), S Z R PI % X S BFERENR . FHUEK, LH—F
MARIMLE LA ERRER, 5—LARRNEER A LNER. mF—ALk X EYHN
BF, AR P HAREEFRMIS X etk RiE, KR IERER, 55054 M
HIEFRERNME X REMERE, ML RER. BEYHHRE, BN X EPRR R AER LA
78X Duchenne JUE FE AN RAE BB EH KZE FREEUATZ R, X X EHRER AN LR
A FRIH G RIER B —F BT iE “ B7RZ4E F” (manifesting heterozygote) . X HE R4tk X $
BEAEFEIAERS, VB XHo 4 A IEEERK X RadRim, waREEUE
EFRME X ROEBTFHEE, NTTRAHSRBERERIERER. H% X FEaEHREH
HRE=%.

1. A rhEte AN YRR S B R i

A5E4 B ¥ (incomplete dominance) HFR K ¥ & P (semi-dominance) & . BRI ET Dd
KRN T BEHLLEF DD MEEHAEF dd )RIBLZ 6], BIZEZREF Dd F B#EE D Mk
HERE d WEABRA—ERERRIA. B, AENERR PTO KIEKENDRESTEE
HRA AR, ZRRE—FAALEHRYA, BE&HF N—C=S EFRmMETE%K. FA
BB HH R, 7R PTC 2R FE AN H IR, Y PTC %REH . ZREUKERT,

Notes / [




A 2em mAE LEEBER

& "\ Notes

BRE &L b 1/10.

ASHEN) B ¥ (irregular dominance) £ & 24 & 7 14 B MR B B T 39 IR B8 i AN 3R B HS AH R
MR, R RIS R HIBARBEENIS. B52, ZARAEE—ENERMMEH, IF
AN EERERI 1 Z B HEFEFrEG R . (AR A SHERRELENME, K5 8BR
AR BHER, BT UE R BF 2RO ER. EHERASRRENREEAE
8, PRI R AR EREE N R A BT AR R R R RIANMA BT B A REAA S T RE 51
AN BHEMEERNE. B4 ED ESRA 8K LR 57 .

3t B (codominance) & — XML FER 2 8], B BB X 5, 7E4EAn PR 5K
MV R #Rse AR I H K. Hltn A2KHI ABO I %Y. MN i %4 1 40 SUH A DU R 25 i AR R X
a5 77 =Ko

ABO [fiL%! (OMIM: 110300) & —ZH B FAFE (A B 1 O) FriEhli). X—HEFLHE
BN T 9q34. HEAIFE (multiple alleles) SRR T —ANH AL s B R AL ) 2 RS REAR, &
HEEREL WK

e BB T RS

ERIF—ZEFEWARREZR 5 R EHEREERER. WAL T 11p15.4 1 g BREEA R
127 R EE TR A ENE 127 MEERNERE MBI R T HWER, Mt Hb
Houston, $3{ f"-Houston- #i g 1, Hstfe HA A HREAEEH. T AKRELERES 26 £1
T HIZRAE, MfE B HERIE 26 MREMMN EFNBEREN T HMER, WA HLE, FH S-E-
bR, HstE X A E R EARE. RUREFEFTE (K6-6).

®6-6 FE—EEATTERMHRUERENGF

ﬂ%ﬁ%ﬁ  ESEREGRED #%ﬁ#ﬂﬁﬁ?ﬂ i #E&ﬁ.ﬁiﬂ%&ﬁ@l
ESHFRERE FRIERFEZE-1 2 5HFRERERYIHE 25 HRREEDMH
E/Ris (THRI; 3p24.3) (THRB, H 340 ¥§) (THRB, 4t ZF 4-10 %)
ERAREAM KEREIAE EHERARE AN BHEEFARBENER
YR B FA R (COL7AI; 3p21.3) . REFMR(COL7AI, H  FE#AME (COL7AI, HHi - 30
2040 )
BREEAEER EhRHUERET A T AW R Z A A EAAWE R ZAE
ZhE (PITI; 3pl11) (PIT1, ¥ 271 &) (PITI, %5172 &1b)
VM BEEETE YRR MM EREN 4 (PR UMEEREN, HRek
(RHO; 3q21-q24) FHRXUMRERERENE, B RHO, AEF 44140,
RHO, il 23 41) +1, G-T)
SERENERE BV T E -1 FRMNRE, Thomsen SRR E, Becker B
(CLCNI; 7q35) K (CLCN1, H2304)  (CLCN1, %K 413 3t
p-HihERMm  AEREA B-Houston- i ## 1l  B-E- MR Ml (HBB, &
(HBB; 11pl15.4) (HBB, A& Bk 127 ) 26 BD
von Willebrand % von Willebrand KF 1 & von Willebrand 5% von Willebrand 3% B F
(VWF; 12p13.3) (VWF, ¥ 854 B& Bthk) Normardy-1 (F R4kt
&R As VWF, 7528 BHR)
Bernard-Soulier  a Ifl/pMREFE A Ib HYLfa /A ¥ Bernard-  Bernard-Soulier Z£-& 1
LREE (GPIBA; 17p) Soulier 7% (GP1BA, 55 57 (GPIBA, 5,343 #11)
E375p)




R
. o - ERAE . ‘ o Gl
BONER  rempemmm ﬁ%ﬁﬁ@ﬁﬁﬁ~~ ﬁ*ﬁw*w .
MOrBAEKEME EKHE-1 AR BRI E Eﬁ?ﬁ?ﬂfkiﬁ (GHI 2bp
= R (GH-1; 17q22-q24) (IGHDII; GHI1, N&F4 HE5)
A7, +6, T-C)
SERMEBEEN EHTZBERZAe 2K AXRUEBBENENE AREBEENELES
KNG (CHRNE; 17 S 3 f54%) A7E; SCCMS (CHRNE,  4iE; SCCMS (CHRNE, ¥ 64
7 245 i) £
REBFEPHER BREFEZHE RS FDIMRERA R RS FEDUE B
I £ RR IR R (INSR; 19p13.2) W% (INSR, H 996 4D (INSR, % 735 #2)

T #_ B3R SR AR IR KB SME B0, A B T BATAHIE A TR iR BB AR ) B, R A

I A0 ) SRRk

A L/ &

1 REARARERARTHABANGERF X, B, FLEZASEE0RAL, &
h Ak, PARERSRAHEABEUS RS FTX, FEVE | AREARAL
o A B R AT AR 89 R R AR S

2. $AARZANNERRELFX, 615 % OFREAI TS OFLE
RIgRE; QX- 4B HEH; @X- E4eREE; O Y- 24HE,

3. FREABHALREH MY AKRERGEET. ZHRERBRAEH
BARBEERRTHE—RATLEL, RANNEELTEHEARR LM FRLT
AR, BHERRBES. FREEEBEREH 50%. F 3 EMKBEERDT
HAS B EEK RIETERBREREHAER.

4 BRECHEREELRESABAARGALT. THLEABRRERGRZE
FEREAPRENED 1425, THARRRLER. #%ﬁ%%%ﬂ%i?%ﬁ%ﬁ
BRI A 25%, & E I KRR EERN LS.

5. X- AP IRBHEAREA VL., ZARLHILTERYE &, 25H F R (£
F) & Fhobk,

6. X-EHRBFHER—BALTERES. SBEESTHHERAR 50% TreiktF
ABFEEEE, FREZOLIAFRBEES, LTLHEE. ANTLERES, X
ABHGRME: OABABABRGLAT: QA | £ BBHAARY X RE4k QX &
EHELATEMEN DRALLT, LEEOX REMARETHNEE.

7. BB AR BREEFXSMHE L O TR, ARE . R RN, TR,
R EEIPiE, RAALF, Tk E TR,

(£ 4
Sk

1. Feero WG, Guttmacher AE, Collins FS. Genomic medicine—an updated primer. N Engl J Med, 2010, 362

(21): 2001-2011.
2. Gropman AL, Adams DR. Atypical patterns of inheritance. Semin Pediatr Neurol, 2007, 14 (1): 34-45.
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2004, 351 (22): 2333-2336.

4. McClellan J, King MC. Genetic heterogeneity in human disease. Cell, 2010, 141 (2): 210-217.

5. Wutz A, Gribnau J. X inactivation Xplained. Curr Opin Genet Dev, 2007, 17 (5): 387-393.
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CELE B

F—7 EBERRREFRERPREERER

. BRBEIA 5 A R

ARG REZHOREEREBFABERENREFRFZHRFEREN. —MEABRKHFREZ
FETEIEMZ O UM A KRS, XE2RTEE. EaAMEBEARKEIARSE D RINE
MREREME ALY, XRBEERE. RBENS, AL RSHEHEREHENERPTRE
Y, KRR AT AKX R AR BES S, MAEESER— A8 R ER S LT,
Wi ks, S, B, Sk S5, FEMIQ .

ANEMZ4 K 2 H0E Nt AR ZMBEEREFTRE. BN s, ARNARBTHE
I TOBE FRAR  AERERE s WILE O MBS R Z EE TR ER . XN AN L E
BRL 8 A5 (A T R B L Pk, L R BCABEENMIRZ —. ¥

Z R R R a2 2 RS R BB BGR T8 / S EFEMR BMEAHEER . %
FERR AN B RN, 7740 3% E (major effect gene) Bk %34 FE ] (minor effect gene), #I X
RO “BBAER”. BT 12 2 5 R R R I U2 BIRASE BRI R s m, BOLRRh “ SRR
(complex disease) &5 ” 8L “ 25 (K F % (multifactorial disease)”.

B, BERBARMBIERZR ORISR —FARK . FEMFRRY, L pit
HEm Rt S 2 R FRBAERBAE. RN, BIRL K2 H WS 84 252 2 5K
(1, B3 Le955 AP AR AE — /N84 BT B B BRI BT 5 | A, 0 95% fith R 2 4k 4 i 25 B R R SR AR BT 38,
{BRF L 5% BRI BN b R E R AT b i R R R R 5. RFtER TR R
(TR XRET) FIF R RER NN

Tl WULIRR | SRR 2 2E R B e

AN B B 16 9 01 R AR 5 2 P PR R ] Pl 2 S BRI I 0 . B =0 R B A R R )
ANEKI B, BN 52 AA' BB\ CC'. X=1ZEH A.B.CH A'.B'.C' X & HHEEEM,
F A0 5 (165cm) FAl_E#8hN Sem, FIGEERE R AABBCC Mi A 34N (195cm);
M EARZELEE AL B’ C' UE7E 5 & FIMEREAE ERAK Sem, MEEE A'A'B'B'C'C' ME
HESMAME (135cm), M TFIXFAEZEMZEFERRT A.B.CH A\ B'.C' ZRKASE, fEA
HEmMNEEE. BuERN —FEEH (195cm) Mk (AABBCC) 5—% 844 (135¢cm) 4ME
(A'A'B'B'C'C) {&EL, W)+ 1 Ok AZEREER, B AABB'CC', 2EH %5 H# (165¢cm), (HF 1
RAPWATEEHIL 165cm A4 WA, XA ERTEERFEERRERAKNS K. BSHREEEE K
F 1 RAMER BEATHEEC, WX =% e E 0 B AR A A &4, A4 8 Fiok TR+,
FEURBENLE AR 24 64 FPEERL (R 7-1), B EFE B G S BEEH 24, AT LAUAFFR 7 4. Bl
6'0 (RRF 6 MY IS RERER, 0 M &G =S EEEED. 5'1.4'2,.33.2'4.1'5.0'6, B
TISE A A 1,615,200 15,6+ 1. FRIX 7 AFEEBIA EHE RS TE B, B
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FtE ERELRE

AL KR A AR, YAKR R SE, &AL T T i 82 i — 2k, B8 B HaE T 1IE A0 A i th 28
(B 7-1).

- e

ABC AABBCC AABBCC AABB'CC AABBCC' AABB'CC AABB'CC' AABBCC' AABB'CC
A'BC AA'BBCC A'ABBCC AA'BB'CC AA'BBCC' A'ABB'CC AABB'CC' A'ABBCC' A’ABB'CC’
AB'C AABB'CC AABB'CC AABB'CC AABBCC' AABB'CC AABB'CC'’ AA'BB'CC' AABB'CC'
ABC' AABBCC' AABBCC' AABB'CC' AABBCC' AABB'CC' AABB'C'C’ AABBCC AABB'CC'
AB'C AABB'CC A'ABB'CC AABB'CC AABB'CC' A'ABB'CC AABB'CC' A'A'BB'CC' A'ABB'CC
AB'C' AABB'CC' AABB'CC’ AABB'CC' AABB'C'C' AABB'CC' AABB'C'C'’ AA'BB'C'C'’ AABB'CC
A'BC' AA'BBCC' A'A'BBCC' AABB'CC' AA'BBC'C' A'ABB'CC’ AABB'C'C' A'ABBC'C' A’ABB'C'C'
AB'C' AABB'CC' A'A'BB'CC' AABB'CC' AABB'C'C' A'ABB'CC' AABB'C'C' A’/ABB'C'C' A’A'BB'C'C’

R71 ABEB=HERBENEEAS

LR, PE 5 B R H AR EMR K EEEZ A L 3 X, 2 FEE A BRI R WA NS &
FIRL R ATEE 100 AL, BAF—NEERKE R ARFE SR, tn EFR SR R, FigE
YEREERAE T MR E A%, BEHE R PR ESMi k. HEMREs R
AR AR IE R, KRR EIHIR . KA BZ R T AU HE R .

55k DR 18 % IR RSB IR R IA P BT BRI (BB 52, o B A 25 5 R it (e i
HEREIE N

20

15 15

6 | 6
1] — 1

Ol 1' 2! 3’ 4! 5! 6!
B71 F1IREEERIHE

HE, N5 HEEZEEERFZMRI, BB EMA R R AL, BTG, FbRL
5% REHTHEBRES . Bk, FREENRUBEEEEM, NN EM R AR
EWREANHIEA .

= BHER BRI by P By vk

5 A (susceptibility) $5 AH B 1428 B A1 & X B — 5w 5 K. X AT F 5 B i (liability)
5% 9% BI{E (threshold) HE it R AFEE .

7r 25 BE PR 8 A5 R0 TP, 183 DR 38 AN A 358 IR 38 3 ) 4 i e s i — ANk ik 2L B R Fos
RetERR A S B . — MBS, 5 B AR S SRR AMEERIR A, KN R AR BT S 9 4H .
B, BT 5 BHERBEIESS . SRR B4 R R RE i BR RS, UREAS
B EAENBERE. 4— MRS EERE—EBERTREER. XF b5 B8RSR



¥tE SEREER

% 35k DRI R 08 B IR PR FEAR h RO BRI . XA, BRI AR T S A 0 5 B AR R 7 A
gy, B —E R IEF R, 71— R BWRE (B 7-2). BERSEE ERNIREET,
RN T e 1 (I B AR PRI B0 2 R R, B DA 22 B DA YRR B T B(E R .

F
[

BRE

S~

SatE ——
B7-2 BAESEEERSTE

—AAMER G BRI TCEN &, B2, — AN BEKI 5 B I AT DR B AR B %
AT . FIFAIEAS AP 3ME (ESME ) 5htEE (o) ZE CHKRR, 7T HBREM A
W& RMES 5 B TFEZ R R, XFERE ESS MR ZE AR, R
EAS ML T RATRNA 100%, rHEE S IEMBA M BEREZERTCE RN, MLk 55K
Bh (B BTG THAR 5 g T BRI LR R . 3R B Bk B B 2 RS A, R,
EUNREE EASA KR, NE 7-3 FAlABREINTF R R: Quxle(LLEBHE 1 H 0, £4 1
ANPRUEZ) Yo I B AR oy IE A R T 12 B Y 68.28%, BEyi FE LLAMITEAR 5 31.72%,
LA B G 16%;: @ u+20 WA KR & IEARS M T KR TR 95.46%, s L
SMOTERR & 4.54%, A& 52 2.3%; @ p+30 YEE A TR &G EAZ 6L T S mERN
99.74%, J3G F ASME AR (5 0.26%, 246 M4 27 0.13%.

68.28%

95.?6‘3’.. =

I/K 99'?42/ 1

=30 20 -lo 1 +lo +20 +30

B7-3 ESAHHETuSolXR

ZEPEAENE 5 B IES 20 & T MEARARE AR, H 5 B b (e AR 4 m AR
ABEFT G E0E, BBRR. BT AR R — b & 5 B A2 M50 I R8O R B D i B e
AR 2 WA . AEL R AR g AT St BE R s B LA =, X R BB W IES iRl
"o G BRS04 A M R A E AR B R Flin, OB AR ER 2.3%~
2.5%, FBIME S 5 B FHERE Y 20; TERMERE L HBEBREMR 0.13%, LEES
5 B EF BB 30,




FLtE SEEEBLR

AR, — b2 5 (R B AR ) 5 B AR KPS S B RGE, 3R A 5 B R AR, BHA RN
i R, 5 BRI FEMES RERIT, RV 5 BIERBER, BERRRIE (E 7-4).

BiE

HUR#0.13%

] 6 -5 -4 3 B 0 +1 +2

BRH2.3%

1 I 1 ]
-7 -6 -5 -4 -3 -2 -1 0 +1 +2 +3

H7-4 SZEMATHENREESSBRENXR

m.o

BARMELNA ARG REMNLSER, Bk, — 2R EMREOZSR BSR4

RAMARERFENABT S . RIEX—ME, THTERFR &R OREE, B

KRBT Z V) =8ETE V) + I E T ZE (Vp)
BT EREEFER T %, BT WBANERR: MARTERTATREENZER. A TH
- BT MBI EAERMTTE TR, BORABE X —fatr. BEELETHRE
O HEERBTEME, ERFHEERIER SRS TR 8. —8H P RR, KA
XA
h2=E x 100% (7-1D
V,

AR KBRGEEE N SGREE . HEEAK, RYPX R R ZHERE K EREK,
ZHE AN REEAD, REX—ERERZRENRRA/D, ZAFEOEREL.
Wi — B3 #, WAL 7 ZIE A A = AN RS, B
BAE 7 & (Vo) = It 2 (V) + B 7 2 (V) + BT 2 (V)
AR, V, REER BMBUNAITT 2, £ 7] B BAL KA Vo R K B RN 77
%=, R ARG TV Ok, RASRERE R A IR S s TV, A Ve AR e . Bk,
Be SCit AL B R AR I T 22 5 R BT ZZ I LU AR, B

B =—x100%= x 100% (7-2)
Ve i+ Vp+ VD + Ve

1 TR I Vi Vo RV, HOH BB, (LB XI5 BT L SRR S AT 103
N  RRREMBNE. EY VT Vo, BTSSURMEIER RN TSGR K TR
N Notes B RIFH SUBIEIE.




FtE EREER

e £ R BAE MR P, #4% B (heritability) ¥8 AT T B B R 5 5% Tk F #EE &1
TR BEEAX, RUBREHEPREWTREK. MR —MEFLSBHER L HBE &R
EITOLE, BB L 100%, XFEANATFOEINEEN 100% K EEFZRRB. F£REER
MBI T, B R IA 70%~80%, XRABEFR R E TR S BHTR FEEEEM, &
BREMERBN; ER SRR T, BEREMY 30%~40%, XRBAEREHTRK 5 BHE
R, MEREFEE/ER, MBBERENEAAREE.

kI GEZ) RH (coefficient of kinship, k) RN ME M IE R ERBFE R S E
B S A, W& 7-2.

K72 FRFERZNNFERRH

W - FL& —ER 12

R L35 5%) ‘ —BFR 12
W B 5D -2 (3 ZRER 1/4
-7 . ZGER 1/4

/1 E Lk . =Z8ER 1/8

T2 HR B R IBE R N REE KL R EFERER Kt E5IrEaw:
1. Falconer 23X Falconer AR RIRIE/CIEE KB KRB EBRERARME LK. KR
RIRFBE, ALK, Bril v E B IEE SRR AR — R KRR R, H %

B (W H. ’
=t (7-3)
BA— AR RFEN, AT ERIERE L KEFTEV,:
X-X
T i (7-4)

ag

12 (1\*1—q,
V,,=(— W,=(— ( - (7-5)
a, a;) \ a4,
ﬁg&2~ﬂ’ikﬁ¥ﬂﬁﬁﬁé$ﬁa‘, AL A, HEXNRARRNERE, AT HERIBER
B b KHTTEV,:

(X, - X))
pPe X XD

(7-6)
a.
c : c ? 1_ r
a. a, a’A,
V;
S;.2=£ (7-8)
k
hZ
t=— (7-9)
Spz

e, MR RGH —FR R B, TREEN —FRRERFALE, 257
THIFKFEL, T8 B IE AR YE %R 6 KAR DR Bk M R, LRI R BN T RBCER
(] AT ARAARR BE 38 e AT (A S it A BE = A 45, R, DB RIRHA S — SR BRI =458
JRHIIBAE B, SR FE VLR A% BE B NS E A8 % BEARAE R I3 B, X =K
NM=ZRREBAERBERTEEERE, NEHLBERFERTFRN, A KILMF
BifE.




\ Notes

S ERRER

hi " h;  h hy
—+—t— et
5 5 5 S}

B BB (E = 11 12 13 " (7-10)

—_— — e —— v —

st S 87 S?
1

Sz A (E = (7-11)
1+t 1. .1
St 8s; S S
B —EJ@ 5 B iEE B BRI R RS

k —ERREE

X, — B 5 BB P IME S BIME Z (R AR HEZE 2

X, St FRALSE R 1 5 B PME S RE 2 R P HE = 5

X, — R R S BT IE S B EZ B AR HEZE S

a, — R AR 5 B S — B D B 5 B AP IME Z (R I RRAE =
SR ER S B A S B4R B B E 5 B FHEZ R EER

a, —5CIEE RS B TFHESKIEEF BT BE S BN FHEZ RN REZER

g, —MREBEERIAE

g. — M EERERE, p.=1-q.

g, —HRIEEFRERE

A, — 5 UERE R B R 3

V,—b I E

Spe I bR AEIR

hihi i B —— RSB FORBRIBRER

Six S Sy oveeeey S,——45 5 Iy 5 SR RSB B HOATHE

Xps Xov X, F agn a a, 7] B — AR ROR 2R X IRCE B O A EUEE 5K & S %2 Falconer
*(F1-3)183.

Fldn, B NEE GRS RSB — B R EA 1/1000(0.1%), 7E 100 EIE
ZWMFRTPREE, SCIEEN —HFRBILE 669 N CUE 200 A, FHE279 A, F4& 190 V), HHH
22 A\ (4) B, UCRIBSEE & —GRB M R E R 22/669 x 100%=3.3% (g,), RS2 Falconer
F. HBARKRREBRX, Ma, BREEBAREER X M a, RERAAAKH bH.
_X,~X, 3.090-1838
@, 3367

w=b =037/ =0.74=74%

1\ (1-¢q\ { 1 \*[ 1-0.033
Vi=|—| =)= —— |=0.000778 965
ag) \ a?4,) \3367) \2.231°x22

_ 7, J0.000778 965
ok 0.5
K 074
t=—=—""=1326
Sy 0.0558
P<0.01
Pl SRR, AL R R X SR A5 MRS K AR TR 74%, £ BE K X8R
FRERGIER .

a.

b

0.37
K b EARNAR:

S

=0.0558



FtE ERBELRF

%

AR X a R
e

a

‘ q,% -

X

.jalv :

0.01
0.02
0.03
0.04
0.05
0.06
0.07
0.08
0.09
0.10
0.11
0.12
0.13
0.14
0.15
0.16
0.17
0.18
0.19
0.20
0.21
0.22
0.23
0.24
0.25
0.26
0.27
0.28
0.29
0.30
0.31
0.32
0.33
0.34
0.35
0.36
0.37
0.38
0.39
0.40
0.41
0.42
0.43
0.44

3.719
3.540
3.432
3.353
3.291
3.239
3.195
3.156
3.121
3.090
3.062
3.036
3.012
2.989
2.968
2.948
2.929
2911
2.894
2.878
2.863
2.848
2.843
2.820
2.807
2.794
2.782
2.770
2.759
2.748
2.737
2.727
2.716
2.706
2.697
2.687
2.678
2.669
2.661
2.652
2.644
2.636
2.628
2.620

3.960
3.790
3.687
3.613
3.554
3.507
3.464
3.429
3.397
3.367
3.341
3.317
3.294
3.273
3.258
3.234
3.217
3.201
3.185
3.170
3.156
3.142
3.129
3.117
3.104
3.093
3.081
3.070
3.060
3.050
3.040
3.030
3.021
3.012
3.003
2.99%4
2.986
2.978
2.969
2.962
2.954
2.947
2.939
2932

2.370

2.366
2.361
2.357
2.353
2.349
2.346
2.342
2.338
2.334
2.330
2.326
2.323
2319
2315
2312
2.308
2.304
2.301
2,297
2.294
2.290
2.287
2.283
2.280
2.277
2.273
2.270
2.267
2.264
2.260
2.257
2.254
2.251
2.248
2.244
2.241
2.238
2.235
2232
2.229
2.226
2.223
2.220

2.704
2.701
2.697
2.693
2.690
2.686
2.683
2.679
2.676
2.672
2.669
2.665
2.662
2.658
2.655
2.652
2.649
2.645
2.642
2/639
2.636
2.633
2.630
2.627
2.624
2.621
2.618
2.616
2.612
2.609
2.606
2.603
2.600
2.597
2.594
2.591
2.589
2.586
2.583
2.580
2.578
2.575
2.572
2.570

1.33
1.34
1.35
1.36
1.37
1.38
1.39
1.40
1.41
1.42
1.43
1.44
1.45
1.46
1.47
1.48
1.49
1.50
1.51
1.52
1.53
1.54
1.55
1.56
1.57
1.58
1.59
1.60
1.61
1.62
1.63
1.64
1.65
1.66
1.67
1.68
1.69
1.70
1.71
1.72
1.73
1.74
1.75
1.76

2217
2214
2.211
2.209
2.206
2.203
2.200
2.197
2.194
2.192
2.189
2.186
2.183
2.181
2.178
2.175
2173
2.170
2.167
2.165
2.162
2.160
2.157
2.155
2.152
2.149
2.147
2.144
2.142
2.139
2.137
2.135
2.132
2.130
2.127
2.125
2.122
2.120
2.118
2.115
2.113
2.111
2.108
2.106

2.567
2.564
2.562
2.559
2.557
2.554
2.552
2.549
2.547
2.544
2.542
2.539
2.537
2.534
2.532
2.529
2.527
2.525
2.522
2.520
2518
2.515
2513
2.511
2.508
2.506
2.504
2.502
2.499
2497
2.495
2.493
2.491
2.489
2.486
2.484
2.482
2.480
2478
2476
2474
2472
2.470
2.467

1.77
1.78
1.79
1.80
1.81
1.82
1.83
1.84
1.85
1.86
1.87
1.88
1.89
1.90
1.91
1.92
1.93
1.94
1.95
1.96
1.97
1.98
1.99
2.0
2.1
2.2
23
24
2.5
2.6
2.7
2.8
29
3.0
3.1
32
33
34
35
3.6
3.7
38
3.9
4.0

2.104

2.101
2.099
2.097
2.095
2.092
2.090
2.088
2.086
2.084
2.081
2.079
2.077
2.075
2.073
2.071
2.068
2.066
2.064
2.062
2.060
2.058
2.056
2.054
2.034
2.014
1.995
1.977
1.960
1.943
1.927
1.911
1.896
1.881
1.866
1.852
1.838
1.825
1.812
1.799
1.787
1.774
1.762
1.751

2.465

2.463
2.461
2.459
2.457
2.455
2.453
2.451
2.449
2.447
2.445
2.444
2.442
2.440
2.438
2.436
2.434
2.432
2.430
2.428
2.426
2.425
2423
2.421
2.403
2.386
2.369
2.353
2.338
2323
2.309
2.295
2.281
2.268
2.255
2.243
2.231
2.219
2.208
2.197
2.186
2.175
2.165
2.154




FtE EFERR

42
4.3
44
4.5
4.6
4.7
4.8
4.9
5.0
5.1
52
53
54
55
5.6
5.7
5.8
5.9
6.0
6.1
6.2
6.3
6.4
6.5
6.6
6.7
6.8
6.9
7.0
7.1
7.2
73
7.4
7.5
7.6
7.7
7.8
79
8.0
8.1
8.2
8.3
8.4

1.728
1.717
1.706
1.695
1.685
1.675
1.665
1.655
1.645
1.635
1.626
1.616
1.607
1.598
1.589
1.580
1.572
1.565
1.555
1.546
1.538
1.530
1.522
1.514
1.506
1.499
1.491
1.483
1.476
1.468
1.461
1.454
1.447
1.440
1.433
1.426
1.419
1.412
1.405
1.398
1.392
1.385
1.379

2.135
2.125
2.116
2.106
2.097
2.088
2.080
2.071
2.063
2.054
2.046
2.038
2.030
2.023
2.015
2.007
2.000
1.993
1.985
1.978
1.971
1.964
1.957
1.951
1.944
1.937
1.931
1.924
1.918
1.912
1.906
1.899
1.893
1.887
1.881
1.876
1.870
1.864
1.858
1.853
1.847
1.842
1.836

8.6
8.7
8.8
8.9
9.0
9.1
9.2
9.3
9.4
9.5
9.6
9.7
9.8
9.9
10.0
10.1
10.2
10.3
10.4
10.5
10.6
10.7
10.8
10.9
11.0
11.1
11.2
11.3
114
11.5
11.6
11.7
11.8
11.9
12.0
12.1
12.2
123
12.4
12.5
12.6
12.7
12.8

1.366
1.359
1.353
1.347
1.341
1.335
1.329
1.323
1.317
1.311
1.305
1.299
1.239
1.287
1.282
1.276
1.270
1.265
1.259
1.254
I.ZQS
1.243
1.237
1.232
1.227
1.221
1.216
1.211
1.206
1.200
1.195
1.190
1.185
1.180
1.175
1.170
1.165
1.160
1.155
1.150
1.146
1.141
1.136

1.825
1.820
1.815
1.810
1.804
1.799
1.794
1.789
1.784
1779

1.774
1.769
1.765
1.760
1.755
1.750
1.746
1.741
1.736
1.732
1.727
1.723
1.718
1.714
1.709
1.705
1.701
1.696
1.692
1.688
1.684
1.679
1.675
1.671
1.667
1.663
1.659
1.655
1.651
1.647
1.643
1.639
1.635

13.0
13.1
13.2
133
134
13.5
13.6
13.7
13.8
13.9
14.0
14.1
14.2
14.3
144
14.5
14.6
14.7
14.8

149

15.0
15.1
15.2
153
154
15.5
15.6
15.7
15.8
15.9
16.0
16.1
16.2
16.3
16.4
16.5
16.6
16.7
16.8
16.9
17.0
17.1
17.2

1.126
1.122
1.117
1.112
1.108
1.103
1.098
1.094
1.089
1.085
1.080
1.076
1.071
1.067
1.063
1.058
1.054
1.049
1.045
1.041
1.036
1.032
1.028
1.024
1.019
1.015
1.011
1.007
1.003
0.999
0.994
0.990
0.986
0.982
0.978
0.974
0.970
0.966
0.962
0.958
0.954
0.950
0.946

1.627
1.623
1.620
1.616
1.612
1.608
1.606
1.601
1.597
1.593
1.590
1.586
1.583
1.579
1.575
1.572
1.568
1.565
1.561
1.558
1.554
1.551
1.548
1.544
1.541
1.537
1.534
1.531
1.527
1.524
1.521
1.517
1.514
1.511
1.508
1.504
1.501
1.498
1.495
1.492
1.489
1.485
1.482

174
17.5
17.6
17.7
17.8
17.9
18.0
18.1
18.2
18.3
18.4
18.5
18.6
18.7
18.8
18.9
19.0
19.1
19.2
19.3
194
19.5
19.6
19.7
19.8
199
20.0
20.1
20.2
20.3
204
20.5
20.6
20.7
20.8
20.9
21.0
22.0
23.0
24.0
25.0
26.0
27.0

0.938
0.935
0.931
0.927
0.923
0.919
0.915
0.912
0.908
0.904
0.900
0.896
0.893
0.889
0.885
0.882
0.878
0.874
0.871
0.867
0.863
0.860
0.856
0.852
0.849
0.845
0.842
0.838
0.834
0.831
0.827
0.824
0.820
0.817
0.813
0.810
0.806
0.772
0.739
0.706
0.674
0.643
0.613

1.476
1.473
1.470
1.467
1.464
1.461
1.458
1.455
1.452
1.449
1.446
1.443
1.440
1.437
1.434
1.431
1.428
1.425
1.422
1.420
1.417
1414
1411
1.408
1.405
1.403
1.400
1.397
1.394
1.391
1.389
1.386
1.383
1.381
1.378
1.375
1.372
1.346
1.320
1.295
1.271
1.248
1.225

29.0
30.0
31.0
32.0
33.0
34.0
35.0
36.0
37.0
38.0
39.0
40.0
41.0
42.0
43.0
44.0
45.0
46.0
47.0
48.0
49.0
50.0

0.553
0.524
0.496
0.468
0.440
0.412
0.385
0.358
0.332
0.305
0.279
0.253
0.228
0.202
0.176
0.151
0.126
0.100
0.075
0.050
0.025
0.000

1.180
1.159
1.138
1.118
1.097
1.075
1.058
1.039
1.020
1.002
0.984
0.966
0.948
0.931
0.913
0.896
0.880
0.863
0.846
0.830
0.814
0.798




FtE EFEEER

FEBRZ — RN B R BB B, AT 3R 595 5 40 DT e (o ot PR, R At FRAE S B I R0 2,
FHSEE 3 3% R ANt FE SR B I RO R v IR AL B .

a0, ML A AR A E R, FHE R E — &R 6591 AF, H 359 N 4) kKK, HE
WA 5.45% (q,); TEFERFHER I E BE MK TR BE K 5227 8—HERT, B 54 N&E
&, KR q.=0.0103=1.03%. p.=1-q.=0.9897, 53 HEHE X,. X, H a,. a., RELRANLHK
H b 1H .

b_pC (X.—X,) 0.9897(2.315-1.603)
a, 2.655

=0.2654

¥ b EAAARK:
_b/ _02654/ _ B
1 =by, =02654/ —0.5308=53.08%
p\2[1—g,\ [0.9897\%/ 1-0.0545
o=\ =)= : =0.000 087 559
a.) \ a4, 2.655 / \2.0265°x 359

¥, 0.000087559

k 0.5

S

=0.0187

=S 00187
P<0.01

PL BTSRRI, B E EX R R ENTERET 50%, &8 EHERRZEEEF S
2EX. ¥

X R, BATRIARADLFOOHE T — &SRR sEEE, M =5 kRBEE N8k
53R BAHR, BNERKRE, ARZHERBREE N ES RS BBATH, AR E
B, KoV, Mk MBERAFK . BIAGERBREER N AMAETHE, SEBAHETEX
6], T 95% AT fE X (], B A”£1.96S).

2. Holzinger 23X Holzinger (1929) 24 22 MR 48 15 14 B i AR50, — BBUAE (1) BB — 3
5 TR B — B R EER KT .

FriB— B X4 (monozygotic twin) & $5 B — 1N S2 X5 JF J& B 1 P8 N XU F» At AT BRI 3t 4% 2k il
HHE R BN R R EEZE T = A (dizygotic twin) 38 1 PINS2X5 R T B PR AU AE
T, IS REMAR (RERBEES —RAKREAERD, REXRERELEESR. TS
B NAET F— AN BEFER, 5H— AR FERESR R,

Cz—C,
po 2 D2 (7-12)
IOO_CDZ
_ 12 C _ 2 _
Sm=/[ 1 sz] Gz (1 CDZ)+( 1 ).Cm(l Ciz) %183
(I_CDz) ny I_CDZ ny

Cvz———IIRVEF M ERZE

Coz — XA F R %

n, —— IV F RIS T

n, ——_BIXVETF T

Bln, BRI EERS R T R, 7 15 A — IR Fob, LRI BRI 10 3T; 78 40

X ZENXAE T, LR BRINAE 2 X KSR E—XEF R RIR RN 67%, ZIIXET K
R ER 5%. RN LER:

e Crz—Coz _ 675

100-Cp; 100-5

=0.65=65%




l*\ Notes

$tE ZEEEER

W=

=0.1284

/[ 1-0.67 ]2 o.05(1—0.05)+( 1 )2 0.67(1—-0.67)
(1-0.05)* 40 1-0.05 15

DB 25 SRR, FEBIT IR RN o BAE R R B TTERA 65%.
— L LI 2 B R A% P ) SEA FRRR 1 LR 74

®7-4 BERZERBEROBEBRE. XIEE-RLFRBRENEEE

CBM  RBGERECH BE SRREMECO  B/%  WER
JRUAR A e i 4~8 20~30 1 62
BE R 4 20 0.8 80
THAL B 7 4 8 1 37
A 2.5 7 1.5 65
TP oy BUAE 1.0 10 1 80
BiRRR (LR A 0.2 2~5 1 75
R 0.3 4 0.8 60
Fo L 0.2 2 G < i 60
B +ER 0.17 4 1.6 76
22 0.04 RESL 0.7 76
SR TE 2 0.1 3 2.0 68
FeFRAE AT AL 0.07 4 0.2 70
SR T BeE 0.3 ! HoEUEE 2 5.0 75
LHAEH 10
FeRMEES 0.02 " 5 5EiEH 2 4.0 80
. | LA 8
SREMHFHER 0.2 BEAEE 7 0.2 70
LA 2

JS 448 Y, 384 B A VB E R SR B R AR R R AR, ANESMER A
ABERIHARIRSE; RN, SRR BAST R, HAFT MENB LR RN
BAEEE R 50%, NEEULEAN B KR — B AR RIGE, —F mHRERRRE, TN I%BH
EXFER B BRRT, — L ERERRA R, —LERFERRG K. BERNEFGEST
B BA R B, T ERE ERERBNRRR. HISBORROZERATH B ERA,
AR AL EL R A% BT LU 100%; 5 RN Bt B8, U el Seie & i R it S5 A i A% R T LA
# T BT L ML A . ik, R 2 E L SCEERTT 2o o) Sl S B S BEARIE AU
I, XA B A REER . R A B IR AR R A PT R 2 BRI AR B 45 R

F-T SERBERBRAZFIEXER

oL WL S LA L
H W%t (rare variant-common disease) A Al 77 T AR B8 Wi 7 (A
BRI EE>5% AR ) 25 1EH R M@ EFEEmM. ARBEEAE v+ (HapMap Project) 5l &
EFX—2HMNE AR —E RN E , e 73T AR AR E 2R R4
BEWT 9T (genome-wide association study, GWAS) SKIE 4 & % WK KM BURRER A HE R,



FtE ZERELR

T R R WA

XRE-HREEEETHAKBEEREAAFOFATRLNOEL. X—ERIAA
B — 5 AR AR R CE R BAREAR —, [HEAELL < 5% RirdD) th il B L EHBAER .
WFRRE, IX— B R R IERK, QU FIENBURER £ A F NBERR (L. 24
FNBALR A BAREAE R, FFERRRRKEM T, T FBOXLF W 12387 0O HE
HEAIRL B, B AR 2R 5 — O b B A 3R R R AR BN .

B LR 7 AR A A S A S R e A S 8 T 2 X A P B R R K PR X 24 ) S T
MK RAE REREM. SHBENS, — N B% L6 TFREBENMEREN KR BESH
BEEE A, TR, (BRI . T%HE S BEENMEER T 2R, 20
R . BT MEBREYEROAR, LT R—FRERZ BH R —ERENME, SRR
MEETAAR. ARAREEL, BERATKETE, E2h8. A dTMEREs
BT, 2R RE RS AR R, ot 29 G TT IR R B AT ARl AR A2y
Py LUARSURR, T BT A SE 480 IOV AT B9 AR 7 BARX BN B oA A H5
EERMFRAREBGTER . XESMEAY RTURMRSY IS . Fik, T4
PR LTS SOEEAT MR BIVE T AT RS 7 B AT AL EE 2 M E R SR — GEI
FHBE+—FD.

F=T ZEEEERBUFEENHRTE

—. K Ik WF %

%ﬂﬁ'ﬁ%—ﬁ’EEETﬁﬁﬁﬁiﬁ%?ﬁﬁgE@iﬁ%ﬁ%@ﬁ*ﬁ%ﬁE‘]ﬁ?ﬁ?‘iﬁio s
KB, 4347 b 3 i e DR e R 2 ) 43 7 S — R R 1 2 R R PR R 22 0 O
WHEBEN. R4t B8 T RAMNSAER / BERFA N X —FKRHEX. TE
Xof A S v T B L P S R R / 2 R Y A Ak S X — R R BT AR R .

(—) 2EREXEHAR

2R FH KB R (genome-wide association study, GWAS) 2% T Wi#EfEZr—H W
995 27 150 B N B Ak B o R 7= AR B — R R BRF R 7 vk . A KB 54411 %Il (HapMap Project)
CRPAXEFAT TR A

1. BT ESA P AR TN RER AR 4 2 MR

2. i RA AN E WA,

3. MR EP A ERE—RARS T

4. FAREEN] HAR RS SR L B (tag SNP) rifiik.

B b AR A A5 tagSNP 7] LLBH T 2 ZE FA R4 FFHEwH] 535 4 tagSNP
A AT BEMRLK; NTTHE MRl S EEEE R RETXEK. B, £ERYAX
PR A RAEREEAKTFHHR. B—RF{EATSEEN/ ZANERE. FGTREEARR
7] A A B IT, X —ENAL T E A B B R = R

4 3k DR 41 SR BRI 7 B B T ) 181 7 R o RS A X P BE A 1 (age-related macular degeneration,
MIM 610698) B0 £ E 14 58 . B RIPHIESE T CFH (MIM 134370) 7E3X — 5 o FBUR -

() =61 - IR

5 GWAS x4 3 F 4+ 1) Br B 2 [F 3T R B AR, B - XF BT 7T (case-control
study) A& DARIEELEE D T RS, BDBFR & 1 SC IR Bt 2 (M 5m ] BB AR S RIS R

w2 e

Notes /



iﬁ%\ Notes

£tE ZERELR

SR J5 7EJ7 B 0T R P K A o AT X — B R 8 A% AR AR R S0 B G vt AT

X—HWIFT 45 R A] BE32 A4 2 (population stratification) IR M . A B8 ABILE 14
H i TS AR R T i i S R A . b, R EAC T ARSI FE R A iR 5%
ZTFRANEE MAERPIAFITANBEES, RAHIT ABED. IRATHRISHA 5X—
BRI R IR G 8 . Bk, ) - X BB 52 S AE R Bt (homogenous) B AR BE4T BN 4¢
WL RHBITEAHLEHRHRIE.

(=) UFRENEHBIXEKHAR

KT wmp - X R e AR ER N, —JE A EE A LRl XBET 5T (family-based
association study) Wiz A . X F B ERRMEK LB FE KK (transmission disequilibrium
test, TDT). EX W50, BFF0E KR B H K ILRX B =2 (trio) A MLEE, 7EZ NP FREF
ITREEFRNEFRBE E . REHITEERFERIRR . AT E (& 7-5 A6, BEHKFHE
PR HHR ACGT. X 4 NMEALEEF L4 T RILENEERENLK RN, BN SLREH
25% HWIHER T 6. XEFAMK TR, B -Phf&R”. BmRENMFMEFRN T EEEETE
fEX— RN, TR AL T 7, M TFRIX—HFREE, MR AP 5, dxX—%
FMERPAANEX—FRAER. HFX—REEREFREFHITHN, BAZAFHZTEHEMN.

feB A% (TDT)

AT GC
CT
3

FRYE ERNFAER WEE PEE x? P

N A N x25%

C Nx25%
s e Y Y

T N x 25%

7-5 fERATERE

L ARSI EEBI B

E (linkage) 8407 T Rl — 4 e tafk L) DNA 751 i Fo A ARG 0 — [F m AR &S
i . 843 (linkage analysis) & F B _EIR4FAE 10 24T 0% 5 BB 2 A7 (mapping) 487 7%
XIS, kTG NERNAERRME, A T2ERAEM TR ERCYRLE
& B, B x4 R A R s bR e P i i RS AT, i SR S BURE R A EBI
BAERREY), T DU nBUR R M KB E .

EYFTE PR, —Fi RSB (parametric), H—FiRIESHT (non-parametric). SHRY
EEBA T EE AT T A0S T TR IS8, IS B FAR, S B R AL ASE, i
Ui, S8 MEEY 74 (parametric linkage analysis) HEH FHREFEFRPEEEL . IS
84> #T (non-parametric linkage analysis) /& — & HE] T 5% B € BB R E B 53 7 (model
free). WA TZEEBREERMOEEEN . £X 01 BEERERENE R X5
T (sib-pair analysis) .

TEF X A, RREWREZ AN BH R —RR K E R BERK, HHAESERANZ &N
WEPHAT 2 ER AT FOEY o, FRERSDIEERNERAT B & T HE RIEEE



£t SEEEEHF  mmlO e

) KBRS ERATR. FERESTBRBAATRSHERER. X—2TRE
AT BAE B, OB MY B 2 AL B BUR R M A& 4 e A R 2 0 T, ABURERE
HERBORIREBN.

=, BowTER R E

AHSRTE BRI AN S5 T BUR PR DR o %o DR ) S50 P ) 0 S A AR B At s R AE S . X
AR

1D THREPERT ST : BT FUAH R HE (R O Th e R HAE £ R

2) HERIERFF: MAEFERBFEZRREMOAR P RE, AHRERTERRIIE
HVRBER XK.

3) YRR T E S AE B R K XX — AR S B KRR L UUER AR R F T A
FUEEEE AR ATRERI DI REE R .

4 EYE BETTHE.

VU, 2 DR B i iR RS DAL v

(—) BRESFEBRRANEX
H L B R B AR ROR AT B KIRREE R, BERBRERERTHERR
#, M BREE S BERERXREHKART (BORER B A BB (K 7-5).

®7-5 ZERBERPEBEAMNNBFEZEPXER

B DEFNEIE BRLEE  GEREBRTBA (D EREITRE B
— A 0.001 0.001 0.002 0.005
BRI 0.3 (x300) 0.4 (x 400) | 040x200 0.4 (x 80)
—4%KA 0.025 (x25) 0.04 (x 40) 0.05(x25) 0.05(x 10)
xR 0.005(x 5) 0.007 (x7) 0.006 (x3) 0.025(x5)
=%FR 0.002(x2) 0.003(x3) - 0.004 (x2) 0.0075(x 1.5)

EHYZHZEEBEERR S, BEBRE ¢ B7E 0.1%~1%, BEER 70%~80% Z
], B4 B —&ERNE B XK A Edwards (1960) A, K THRNANBE X RE
R, g, REHEBRR g, KFHR, B g,= /g, : ABEEET 70%~80% B, BHE—GER
BRRABALT BARR R TR DGR ET 70%~80% I, —Z % &/ B AR & T Bk
BIRERTE . lin: BROBABRER 0.17%, HBEEN 76%, BE —EFERBHEAR
4= J0.0017 ~4%; TR 100% i, BE—KER PR LT3 9%; W RstfEE
50% f, BE—ZFEROFRRKE FED 2%, T W, 23R AR 0 R R 550 K
EERIEE XK.

Hik, T #ARREREEE, Bl B — SRR B R E A (B 7-6).

7-6 BR T BABR R BAEENBE —SERBREZRMAHLXR, 7T LA M
HRRBAERRR R AR E. G, Tk BT aRe ERERN 0.38%, 7B hEH
i 0.38 2 4, fE—EEHL SYETAT, SRR ABRERER 60%, ME K HIEEE 60% I
gk, EM 038 WEEHRHT ME—BE AN EI—UET 4, BRI RN —Z208 R &
WEREIE 4%,

L R RR, EREFEHFRMNERT, BEERERRE, KRXRESAF, [
FEAT UM B P e AT il o
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% /;/% sy
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10 (100 A NN
o I /:////,//{ /1
NS B e /R
S 4 :-7 4*”///i;”/’ /’/::) ,/C .
% F - //// / ]
E 0 w1~ i/ i
s o f
® Fa A A 3
#LI o8 (22X A X .
% 56 [0 ///,;,/ :
0.4 }//// —:
7 10 ]
02 = / 3
0 =
O‘1:||||||||| T EETINERE N N ITITR AT A A e NN i JE
0.1 0.2 04 060810 20 40 6.08010

BHEBIREE(%)

M7-6 BEREFE REESEE—AERERENLR

(D) BEFEBARNMSERPEZRAHEX

ESRERAEER T, 4 FEFRRASAS, WRRERN R, Fli, —%
REXRMIEH, ERIEHET —MERBILLG, BREFTN BERRNEN 4%; WRMIIX
ETEABREIL, BEIAEFERAKR N ETHE 10%. SHIX—X KO E 2 63U
HMBURER, MATRRR RN, B 5 B ERE AR BIE, Rt —goREEK
ARG (K 7-6)0 X — pi5 R R EAL AR IR, BRI A 7E B2 DR A 08 o DR S P A i
[E 52 , PR % S R AR LR A, WOL R ARUBR R A ) C A LA B SR R

1 1/2 5% 1/4 K05 XU .

®7-6 ZERBEMHEFBBRZREMAEIT (Smith Fi)
i Do ';Iwa;ﬂjgig;g§w§§_¢{g;s_jft:52‘ﬂ;“‘g;
- BRREBE®R

el e 2 0 L e 0
100 1 7 14 11 24 34 | 63 65 67
1.0 80 1 8 14 8 18 28 | 41 47 52
50 1 4 8 4 9 15 15 21 26
100 0.1 4 11 5 16 26 62 63 64
0.1 80 0.1 3 10 4 14 +-itigg 60 61 62
50 0.1 1 3 1 3 9 ;) 11 15

(=) BEFRBANR SBERI AR EEERX
%k DRI GB A% PR R R AR S Rl R R R B BN . FE SRR ERRT W R AR



FtE ERBEELH

TR E, UG B R w BE T A 2 1 5 R, 5B BE ML,
LB A N G RERE L, 5B ERLBEE. Bk, FXAET NG RXE L AE R
WE. pln, —ERKEE, KRBMEEARN 2.46%; —MER IR B, HRREM
R A 4.21%; X ERMERE R E, LFRKREKEFRRARAN 5.74%. X— QAR TH
FEBE R . ERERBAR T, NiRmEREENR, —RAEmIELERXEE, 18 1/2
&% 1/4,

() ZEREEHERNBFEBREGANINESN, FEBAXE SHRIEX

T8 R 25 5 BRI A% PP 8 () A A7 20 1 ) 22 S e, 3R B AR TR 3l 1 5 i B R AR T )
FHE A b R pT 2R AL ) B R (B v I M R SRR R, USR8 i A R R AR N 386 /s A =, B B
AN B B BUEAE A I B UERE , HoR R B R XU AR AR . XM SLFR N RA45 2805 (Carter
effect). Bldn, ABEPSER M8 5 HERERN 0.5%, L EBREN 0.1%, B LR
SRR S 5, M BEHAIERFERFILFEBREN 5.5%, &)L BRER 2.4%; i LM RIEEE
R LT BIR R EIL 19.4%, CILERRILT) 7.3%. %55 RUH, LHEeiEHE B IS
FEEZMGBRER. E7-7 Baafot 8 e ine, B4 s BESEnma#.

Y
l O/rama
N |9
: ¥
|
|
|
I h
B
l L O/EH{E
7SN |9
/ o\ N
[ \
/! h
/o \
// i =
L ! S—~
l l O/rima
| /\\ Q
y 4 \\
|/ \
/ A
/! ——\
AR N
T -

E7-7 BEPEXMHHITRELZFHEFENEZEROSBEIHE




-;‘HLQQ-

& \ Notes

FtE ZEEBELR

LR, T S EEBRARR AR R, DS HHE LR &G R X
BATRART, A BB HYI & LIS .

FOET JIMELNZEREER

—. Kb 2OE

i 144> B5E (schizophrenia, SZ, MIM 181500) I35 B 414 85%, & — RISt EEEN =
HIB . LA T 90 3R A 45 K 2 BN B\ 0 S50 23 RAE ) 5 R A S B R A 40 B R FHE AR
A, WEMANBEZHE KBEEZRA S5 IRAR, HiXLem &2 7] 855 & 5 8 05wl
HI RS FORE « PUMGAE LA B SR IR RS — B ol F MO AE— 0 . JLIRBR AN

(—) ENEETR

RESERARBRSTTHINRLEE T £ 7 8 5 R0 BAEA X AL, (BRARBF
¥ RERER TERLREER AIEMEEME <1% WER). XBEFENLREERITRET
SCBE, WA AT A SRR AT /ANK SRR, T A AR L AN N Bk 2k s T b K D3 E
TR (ZERTE > 1kb).

NI LI A AR

1. B[ 1#E85 8 FiliE (voltage-gated calcium channel) (i 1538 7

2. Yub SR AR I vh ) B R KR AR 2R 5, S VR A0 AR A SR AT B R A (activity-
regulated cytoskeleton-associated scaffold protein, ARC) fl N- % -d- K[ L E B 3Z A& (N-methyl-
d-aspartate receptor, NMDAR) 2§ [ s i 4 Rl (58745 ;

3. JiatE Bfa ki 3 FMRP 4mbgk R (8163 57

(D) ENENYELTH

¥ I ¥ H % % (copy-number variants, CNVs) &5 — A X} T 2% F 5 = 8 iR 1
HAFF3HE KT 1kb LA_ERES (duplication) B2k (deletion) Bi 8 2+t B MR . SH#
SrBEAE AR HIPE DL B 32 7 By B B B AT B KT 1kb, AT A 15q11.2 Bk, 17q12 Bk,
3q29 BREAM 16p11.2 EHE., HXEE NHEZRIFARTEIE. 15q11.2 BRAE ] 0K
G, X — 1 5 TERE P 7 20 P SR 2 1) e 58 — IR R AE T 3 B0 RS R, 780 i 358 F) 45
AR AH— 3.

(=) HERT

BEAER TR RIERE B THREAFBREAREABROHENR, AR LkEAR
) 5 R R AT A A B R N B T RS . (R RAEI RS R KB LUORERAZE .

RAERNFERBFRBIFHARE T AR EERATNERR . X—H2RWK, B4
NEUEREN S BEEE B THAENRE, NEAk ARXBFHARARKE R, ek 8 KK
REWRRR, MAERRHE LK. HTAZRKMMIZSR, Bl FELAENHEEER. [
NPAT R F B R, SORKAETFER S REMKE. XUUFERE, BT RRBELRR K
RWPEEEEM.

(M) REEBET

F FHE P43 B ) B £, 1A I AR 1 40 RO A% 22 B 9E LA 20 tHAE 60 EARED S FFRE, CIRIEM
R B R A F5 AHE: 5q11-q13 # =44. 1(2; 18)(p11.2; p11.2) HAL. t (15 7) (p22; q22)
i 9p11-9q13 {847 4p15.2-q21.3 {BI4L. Spl4.1 #p4r =4k, 8 B =1k. 8q24 Mt {L . 10924 Jis
PEAL AL 22q11.1 B2k 5q21-q23.1 R LA RME R A A IERAT AL . XL Yo fa (k28 H HIAEA
KPR BAEREG T, R RERRENER. Ff, B oRES R EAREZ FE



FtE ZEREER
AW EREK. B ARG AR A KR, BT 7 52 K 4 RUAE 5 IR B

OB R W

(—) 1 BUBFR%

1 BUBE PR AN R —Fh el B A S 8 S N3 R BE 5 B 40 B KR T S AR ER AT 3 B S 3
B I BB . BRI T REA R E R AR R R sl R KR s . i
SRR N R AR, BRI B RIRIT .

WA R A2FEE A B R B HE T & 40 N AKERA P AL S S H B B, TE
BB KBUREE R F P EUE ST T 1 BURE R 00 5 B sl 1 E P A R R R A
BAEZREEFERLBREER, CIROREBNA E800, W HLA #H; BHHEN, AN E
HH.

1. EEHERNALE 1 BERHBENERE O HLA-DQ A7 % 57 MEAER, R AKITE
KRG | BB RN R, R BRI W 1| BB R 5 @ 11pl5 i
AR R EXE H P51 (INS VNTR) B K S BEE R R B IRH 1| BB RBAER.

2. [EHHEX 1 WBRFSBENERER OaNMELHLZHMER: IL-19. 1L-20, IL-27.
IL-10. IL-2RA; @ TR ERZEH: IFIH1 £H .

% 7-7 B 1 BUBEIRBAE G .

£R7-7 1RERFEXER

frE ZH ; 2
11pl5.5 INS JEE S 3 o
INSULIN
1p13.2 PTPN22 FRE R R RS, JE32 AR, 22
PROTEIN mosm;iz PHOSPHATASE, NONRECEPTOR-TYPE, 22
6p21.31 ITPR3 1,4, 5- =BEMRUIBESZ 4Kk, 3 &Y
INOSITOL 1, 4, 5-TRIPHOSPHATE RECEPTOR, TYPE 3
12q24.13 OASI 2,5-EBREFRENM
2-PRIME, 5-PRIME-OLIGOADENYLATE SYNTHETASE 1
Xpl1.23 FOXP3 FORKHEAD # P3
FORKHEAD BOX P3
12q24.31 HNFIA HNF1 F#E& A
HNF1 HOMEOBOX A
15926 IDDM3 JBE 5 B AK R BE R A 3
DIABETES MELLITUS, INSULIN-DEPENDENT, 3
11q13 IDDM4 B B MBI R SR 4
DIABETES MELLITUS, INSULIN-DEPENDENT, 4
6¢25.1 SUMO4 NZEFENTE 4
SMALL UBIQUITIN-LIKE MODIFIER 4
231 IDDM7 JBR 5 R KB BB PR 7
DIABETES MELLITUS, INSULIN-DEPENDENT, 7
6q25-q27 IDDM8 JBe 5 KR BE IR 8

DIABETES MELLITUS, INSULIN-DEPENDENT, 8
14q24.3-q31 IDDMI1 JoR B OB AR PR AR 11
DIABETES MELLITUS, INSULIN-DEPENDENT, 11

2q34 IDDMI3 bR S R AL RE SR A 13
DIABETES MELLITUS, INSULIN-DEPENDENT, 13

Notes f



B2 zrE zEEELR

y \ Notes

gx
8 #H : £
2q33.2 CTLA4 T 4 RS A AR K 4
CYTOTOXIC T LYMPHOCYTE-ASSOCIATED 4
6q21 IDDMI5 JBe 15 AR AL BE R 5 15
DIABETES MELLITUS, INSULIN-DEPENDENT, 15
18q21 IDDM6 Joe 5% F AR AL HE PR 6
DIABETES MELLITUS, INSULIN-DEPENDENT, 6
10p15.1 IL2RA HHARNE2ZHEa
INTERLEUKIN 2 RECEPTOR, ALPHA
1025 IDDM17 JB& 5 AR ERE R AR 17

DIABETES MELLITUS, INSULIN-DEPENDENT, 17
5q31.1-q33.1 IDDM18 JBe £2 3 AR LB E SR 18
DIABETES MELLITUS, INSULIN-DEPENDENT, 18

3p21.31 CCRS #1b ¥, CC MOTIF, 5244 5
CHEMOKINE, CC MOTIF, RECEPTOR 5

(D) 2 BBRA

2 RIBRRNRIRERELE, AHERREER —HE EAEH. HiitE 2025 FL2HREH 3
2B, 2 RBRA R ER, FErRK. BREBEFREHZNAEGER, HE0EMH
FOFREMER —RIIKTEGR, EE5T. RN, A TEEFTKIRY, E—FKRTHA.
WA FKER BN SE R RITER /3.

RBREH AN 2 ERRORFPEEEEHN. XTEROB/REMNEINEANKE
HEARLERER. B ARERENEDHESPIAANS 2 BIBRAERRREX. EFERX
T EE B P 2 ﬁ%ﬁﬁmﬁﬁ&ﬁw%’rmm% B AR N EELEE L,
M 2 BB PR B A B B S AR A KR BT . W] AT X — S B 0% & 3k
f13R18 38 £ 50 T A9 AW AL I HTAR.

51 BEERBAR, BLAIH 2 BB RR FEERZ, (HEEHT BER MR BBV KRR, Wl
A 2 BB PRIR R “EIE R " B B R B s R . EL 1 B0 2 BUBE BRI 5 [k (R () B A
BREESE, R IX P8 BUE FR A 52 WA % B AR AL 782 A [F] R P9 P20 o

SRR KB 2 BB RR R B FREZALE . AMASREFL 22 MIBESR
BT LS RATIESE. .40 2 BB R 6 5 R EE B W3R 7-8.

F7-8 2BBERFREXER

TR i e i

10g25.2-q25.3 TCF7L2 KEFREFT-28
TRANSCRIPTION FACTOR 7-LIKE 2

3p25.2 PPARG R Y EROE A y
PEROXISOME PROLIFERATOR-ACTIVATED RECEPTOR-GAMMA
11p15.1 KCNJ11 HIEE, A, I XK, 11 SRR
POTASSIUM CHANNEL, INWARDLY RECTIFYING, SUBFAMILY J,
MEMBER 11
4p16.1 WFSI WFS1 Z:H
WFS1 GENE
17q12 HNFIB HNF1 [FJE& B

HNF1 HOMEOBOX B




FtE ZERESRRH

R

&R

12q24.31

10g23.33

8q24.11
16q12.2

6p22.3

9p21.3

2q36.3
3q27.2
Ipl12-pll

Tp15.2-p15.1

12q21.1

2p21

3pl4.l
11p15.5-p15.4

7q32.3
11q14.3
3q21.1

1g32.3

HNFIA

. HHEX/IDE

SLC3048
FTO
CDKALI

CDKN24/
CDKN2B

IRSI
IGF2BP2
NOTCH?2

JAZFI

CAMKID

TSPANS/LGRS

THADA

ADAMTSY9

KCNQ!

KLF14
MTNRIB
ADCYS5

PROXI

HNF1 W5 4 A

HNF1 HOMEOBOX A

MR RIE RV R

HEMATOPOIETICALLY EXPRESSED HOMEOBOX/

P fie 1 R S

INSULIN-DEGRADING ENZYME

VR 30 Kk CBEEEZ D), 8 B A

SOLUTE CARRIER FAMILY 30(ZINC TRANSPORTER), MEMBER 8
B FUAH 2% F B BEAH < e R

FAT MASS- AND OBESITY-ASSOCIATED GENE

2% CDKS5 W7 WHALAHRE H 1-1 &Y

CDK5 REGULATORY SUBUNIT-ASSOCIATED PROTEIN 1-LIKE 1

20 A JE) 34 B 1 A0 R e S A U R 2A

CYCLIN-DEPENDENT KINASE INHIBITOR 2A

40 . PR 7 AR SR B 0] 2A

CYCLIN-DEPENDENT KINASE INHIBITOR 2B

JoR & 2 AR 1

INSULIN RECEPTOR SUBSTRATE 1

S EREAEKE T 2 mRNA &4 %8 H 2

INSULIN-LIKE GROWTH FACTOR 2 mRNA-BINDING PROTEIN 2

HOR, SR, R AR, 2 ’

NOTCH, DROSOPHILA, HOMOLOG OF, 2

A—NEEREMIFFIRZER 1

JUXTAPOSED WITH ANOTHER ZINC FINGER GENE 1

SRR R 1A

CALCIUM/CALMODULIN-DEPENDENT PROTEIN KINASE I-DELTA

TETRASPANIN-8 #J

TETRASPANIN 8

REBREEGCEERNEARZES

LEUCINE-RICH REPEAT-CONTAINING G PROTEIN-COUPLED

RECEPTOR 5

AR BB A 3 2

THYROID ADENOMA-ASSOCIATED GENE

HHEA G ERENASBEAR 1 BUAY1E9

A DISINTEGRIN-LIKE AND METALLOPROTEINASE WITH

THROMBOSPONDIN TYPE 1 MOTIF, 9

AT, B EME, KQT BERERNR 1

POTASSIUM CHANNEL, VOLTAGE-GATED, KQT-LIKE SUBFAMILY,

MEMBER 1

KRUPPEL #5244k 14

KRUPPEL-LIKE FACTOR 14

N- Z.Bt -5- FEE A4 1B

MELATONIN RECEPTOR 1B

IR BRI LB 5

ADENYLATE CYCLASE 5

PROSPERO K FEEE 1 ;
PROSPERO-RELATED HOMEOBOX 1 | Notes
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8 X Notes

FtE ZEEEBERLR

(=) BLESRXERERA

XEEH—HBRERBERTERK. XF: FEANPRIRERFEERP (maturity-onset
diabetes mellitus of the young, MODY), & —F % B8 44 B 18 & i) B R 5w, Bl i E D
8NN EFMREF|E.

H %555 88 (glucokinase) AR FT 52K MODY, ¥ % RE S E MBS, H—KAER
BIGTRI AT T EE S B AR B R E T RIREE, W NHF1A. NHF4A, EE5I K8
AR B R R AR AYEIT .

FAEILGERME FERMWERET 6ANAMN, AEMEED U ANERKREAFEAEMR.
it PR E A ) LB FR R (diabetes mellitus, transient neonatal) 7] H1 Q¥ ME 6q24 K FIAFT5IE, &
AR, (BEL R AEMPEE RGN . RREEMH 4 )L R (diabetes mellitus, permanent
neonatal) A p i 5 FHE R INS SR R 5.

=L REENG

%R EBE R (bronchial asthma), fEFREERT , & —F DUIE @M KA, E & 5N AR a] 3 44
SRR AFFAERIPPRER . %R S A BEEBEE, RFAEFEREEMR. ERARRESR
BAE LS, & EEW BREE 1%~30% Z 0], BREAN 0.5%~5%. UJLEEZN, R&H
KERESTRETPERK, BH&TRN.

(—) ElmIBKRHE

EEh R E T EMABERIENXSERNEEERER. BR LRI RELEFRE
Y RS PRI R A, ATEER B RAE, SV BECR, WRRIT S BZWER BT M,
FEE I A R H 0 BB, B RAE: K R B R AR v] I A8 SO RUE R B

BERG KBORT 43 A SRR N IRME R R K. SMEMEBE W T4 SR M, R H B T8
BERZEARMNSE. NIEEBE TRERR, XAEREWS RN, MR T 5ERE,
BEAM™E. MARERE. AN E T EARR, XA WA SMEH). R (AR
. Esh R, YRR SR, UarARE .

5 72 1B iy 3L [7) 1) 7 BRAFAIE B SE B M RIE, FERIASCE FIFUEZEE. #BE TALZUK
B B SOE B BT R R, SOBE WY g . B arH =AU AE R, — B SNR
PEEERG PR S R B R N %, T YRR R U 22 i T B E WA ThRERELITEL.

PRAT R 2 55 30 BH B iy S 3t SO i 7E 20 tEAD T M U3 in, IR BEHA N St &
FIKEMA, URZENIARANEMNEERNEFETARAERX. HRARIESE, JLEAEKEKETHS
A B R e B e R A I TE R B, FF SR R AR . X—E BRI T HEE
RGN, R R EE .

(D) BlREZEEEER

i 20 3%, AR EARBRNEB ST, TieEnm g —FfARAEARRIME M
B, RIRRSE . REHZRMERZ R LERMERESHEZ MAHEIERTRE.

BFRRH, &5 B4 EI 2N EFE S EER 3E BEmiAH < AR (asthma related traits, ASRT)
F95. ASRT LFEEER (15 ARAFAE 0 K g 13 SRR PR, <0l & R S, i IgE K, %F
SR B R E

2004 5, W5 A A UF B PTGDR (prostaglandin D2 receptor) 2 H F ) Tt f£ 2 7 58
Wi ) 5 AR G . TE—TURHEABR B - W RBEA S, HBwEED 1 N E K% E R PTGDR
EEBER KB AEERORREEAETHAEANOARERE TR, FE, F=2FH
Laitinen &R I GPRA 2R 4wfi% i H AR RBIEE i BENBRANILESMFEREE
Fo X INFENMERROLRRMKES RN, BH GPRA £ SNP B &8 50 IgE F+



FtE EREER

w, BBEER . DRSS SR, KA GPRA ERFIA Lif. ik, GPRA R TR RS
kS IVA N (i b el I

2006 F, X 364 4NEE G K R BT 2R KA E B 4T, Pillai 5 A\IESE 2 SRAKEE
(2p16) LR —BX 5 IE R RN R 5 B . T 2007 4, Balaci % AT T & KB
HH BAAHTHTS, B2 IRAKM (interleukin 1 receptor-associated kinase M) (12q14.3) 3 5 8
RAEFFEEVEBERR AR . 3R 7-9 B2 B T 5 i) — Lo i R 2 .

®7-9 HMmREEE
Rfatk

BEEE

1 s wprpy | TIOTREGHIKSUGTA MK, X
KCNS3 (FiLFR |15 SE R B 40E i WK % S 2p24 A 2R R R 2001 4R, 2005 )
B 3)

HNMT (A& & -N- BB 2q22 XHE. B, fEEJLE. gIERE (1998 £,
. 2000 4. 2005 42D
MUC7 CEBFEAT) 4q13-q21  JLRKEFE (2001 £F. 2006 )
ILI3(ANE-13) 531 | i, EE. HABH (2000 £, 2001 4D
ILI2B(AN% -12B) 5q31-q33  EE B (2002 4E. 2004 )
SCGB3A2 (4} Bk F 5K 3A LR 2) 5q31-q34  HARHE (2002 4)
ADRB2 (B2- & FIREZHO 5q32-q34  EEBH (2003 F)
HLA-G(AEKAMBRHIE -G) 6p21 EE. 2 EE (2005 5)
PLA2G7 (BEfEEE A2 55 7 41) 6p21.2  fEE. FEEH (2000 )
TNFA (PSR FEE-F A) 6p21.3 xH. Bf\ﬁ@ﬁ&%(zooz £E. 2004 £
| 2006 4F)
HLA-DRBI ( AZEB iR -DRB1) 6p21.3 HE[H B # (2001 £E. 2010 4F)
NODI (B HBEEERE 1 “pl5pld  BARTHER. BEFKE (2005 4F)
CCL24 (kAT CC HFRAK 24) 7q11.23  #HEAEHE (2003 5
PTGDR2 (R %Il % D2 24k 2) 11q12 T REAK R (2004 )
SCGBIAI (S WHREAXRKIARSR 1, FE  11q12.3-q13  JbBEREH (1998 4E. 2002 4F)
BREH)
smm(%%ﬁ%@&%iiﬁkﬁa 6) 12q13 FEE. EZE. mEKEE (2001 4.2002 4.
d 2004 4£)
PHF11 (PHD ¥ H 11) 13q14 L E A (2003 £E)
IL4R(E % -4 k) 16p12.1-p11 2% B (2002 4E)
CCLI1 &L F CC SRRk 11D 17q21.1-q21.2  ENEEILEREE (2007 )

ADAM33 (REXE R 5 &R EAMS I 33) 20p13 EE B # (2002 )

2005 4, @i xF 1001 AN F XA R st A 383 4RI B i 57 5 XA [R] Xt B 45, Hallstrand
FANERE G 5EERE (BMD Z [RIFERIERR CEE (P<0.001). M 20 4T ¥, Big
Bt @ i 2RI, A A TR SR KEMAMK, LRI A A EE
MmN IR RIESE, EE SRR AHEEEREW R AR REN BRI SBZEN
MR A, IX5RTA T R BN AR D, BRI AR E R EE.

A B 8

ARBRSHHZARRATLEABAE PR EAEXRARL. BhE#AHT,
BXSBHRARRAF RARG SARBAIIR., SXERR/BREAD S EARSE

Notes / ™.



& \ Notes

FtE EREER

PR /R, BAEAER/ BR AFEP B TRLEE 5%/ HROEHF RS
BHARABHEABHEG R, ENITHAIHARIBALE. AL YA
AMEst R DA, RRGHBERBHE S M EEER. 122, PAREARPSLAR
EEREARGS LR —FAAGR S, BEREFEA-AMXGES . 435 5 A0H
HRERF, LA— DS ThHEREHG TR, b, &45EL—HHEERP
HEBETROWHHEARFTX. T SARRLERARFAN SREPES —EOY
h, A EAEEBT A SALE, REXELARGEEFEEAREIE R, FAGK
%A LS WA RRRE PP HEFRF. WELLARAEARMNL. BALENFHH
EBARANFEEARBOEBRARL. BHIEZARMEHARL. FAEEEE RO
FRARAEFAREE— A\ OHRFARETEE. AFTETNFNBT SAR G MR
B K R 0 B A £ B, B LA R —F AR AT LEA R R—F LR
¥ AFEHENBTRAR AP LAR LA TEROEEFRT.
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AT — MR AR ERA T BESLIAFTE , SR AR P T AN — R AT AR B AT RC A BT
FRRIBEAR . ST REAR B BAL 2 G50« 2 RSB R R B8, A i) B T (A A K P (1 38
TE G RARRER . 140, A 3 BUM A 1% i K 5 VIR R B IXC #4507 2 R 70 B A e
TR I, TOEROR 40 M 3T MLREAE R A8 B S LB X A 4y R ? i T AR IR B,
U BN JE B BSR40 M B3 AT 0 A0 20K IR ERE AR AL 2 18 hn B/ D I SR IR I ) 5 R
RAT AT 55, P X e e B4 0 18 4% 41 R S FL A I T] 04 i) B340 A8 ) i R4 J T B A

FERB AL 2200 B A7, SURIRR B M8 2 B DL R 5 R B s A H R R 2B . X
AFRERE FREEL:

1. BHEPHE A FER BRI MR B A B IEPFEHIAEAC (random mating)+
11 SEHEAC (consanguineous mating) Fli% R 45 AL (assortative mating) 5§

2. BEAAIRIRTE G XT8 . BUO BEN B84 45 44 B )

3. REMBLEAT OB ARLEREE,

4. EARGEPEN TR I8 AL G5 AR E R ) R0

5. AMARRBAS, ERER K BEIEAR (genetic drift) WA B1E 551 IR M ;

BB 2R — 1L R, XE—TTEHRRSE., —HH, il 4HE i L0 g
WG R, MR T AL A, HEITERER. REUR AREFNRESHE. 5
—J5 T, #HE 20 tH42 30 £E4X RA Fisher, S Wright 1 JBS Haldane 257 ()42 L BBt (624 H 8,
A DU A (1 334 4 R R AR 4K, FERF S SRR B VR T AR AT, BEAA I 38 4% 25 M Bl ef
V6 2 (R AR A (R A AR

LR REBRBREEHRPEELANTRANR. BEEHREARIMORELER.
A, MEFHRUE R 5HAELTR B, B KK MN A, & h—x S 8E LY f1 LY
PesE, M BUR N B 2464k, MN BUR &4k, dhiztERT 5, BEE SRE -3, L P5H5K
BHTLK. BXTHEAE, IEFRZHERTS, MAORESERBRFEFEFTE R
MXR, HS5HREHBEFAI, BT AR 3] e X B PR i 36 R R iR . Bk,
ZERANEBHEBELNERARFTER R T REEREROFR. 2T FEIHEXEER
RGRAE——X N XA AEMERER P 0B E LR .

F—7 ERREREMBERHEDHFEEH—
Hardy-Weinberg &1
—. Hardy-Weinberg A

BAVHNIE, BTEMEREERE. BEXR, BETHZREOMS ERMAERN, B4
5RO /F I RE AT Ba e RE R 