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. BEBRIERIRAERIZE oo 186

T EEREE ARG 189
FHHRE EBEEE 191
B MEREMGREEET 191
— o BEHOIB(EIIR oo 191
T BEBMERAE 192
S0 RBEEMERREE oo 192
BT ERETRRIESIMERLE 193
—. DNA FHIRRREIE SHRERLE oo 193
T REOUTRRIESIMEALE o 193
BT IR SEIIERIAT 19
— E;g .......................................................... 194
T HIERELER oo 198
=, MRS 199
N s 200
EOUTS  BMEEREROBEIBIL 200
—o BETRREABRERIS e 201
T Knudson ZIRATEHIRIE o 201
=, MEEENSNERBERRIGIBEL 201
BT MBS FISMTSHAT oo 202
—. BRI SIS TS 202
T BBEORBIEIALT e 203
FHAE FMBEREIMROBRE 205
FE—T EUNRESGIEE - 205
—. DNABBEUSHREE - ooooeenn 205
T EEREBIRSRE 206
=. REEEBEIEE - 206
PO, 3ERED RINA SR oo 207
BTN RV SIRRMBIRERRS oo 207
—. DNA BEWSHEIEHER e 207

= BRI SRERERGR 208
=, JERIE RNA SHREREREER oo 208
FE=T EUIERESOMMEBE e 209
—. DNA BB oo 209
T EBEHEIS MBS oo 209
=. FERIB RNASIOIIEER e 210
HOUS  FUBRESRBIERRRG oo 210
—. DNA BESRBIERR oo 210
. HERBINEMRIEMERE e 211
= AER RNA SRR oo 211
PO, EEEAENBSBIEERS v 211



FEHEE BRI 213

—T  IRECHIFEIRBISHr - 213
S 1= 1 S 213
T BB e 214
=. -—%—-;mj:ﬁé ....................................................... 214
PO REEEARRET --ooovvve e 214

BIAS FIRIIBMT oo 216

— TEENZHIRORTGR oo 216
T PEBIBMITIE e 216
=0 BBBRLABISHT oo 218

BB BBERHGATT 219
BT BERASTHIRI 219
BRSO MILIATT oo 219

T SEERTRIIRHERR 220
=, RETFHBREIBEGAT o 220
P SEAEFTATTHOBEE oo 220

BT FARIAST o 220

—. ?*%ﬁﬂz//ﬁﬁ .................................................. 220

T BREFHBRE e 221
BT BIRIREDAT oo 221

o EEEPRR 221
T, O EEPTE 221
S0 RNELBRR oo 222
PO BT TR oo 222

BEPUTS  BBAT -oover oo 223

o EERATTHOREE o 223
T BEITHIEREERE e 225
= BFERETHIRER o 228
PO, EEEBAFFHIRERRELFR oo 228
A, BEEASERNZSFUCIBGE o 230

BT FBEB o 232
TS IBEHOMEARELRE oo 232

—. —EETIANSREEIETRR 232

T BBREEEIEBER e 233
BTN BRI oo 234

—. BEEBAXPERE—RRETT 234
=, MUEEEER R A ARG 236
=, A ISR EEBRRREFEPIOR 236

FETT B ERHIBHRTEET 237

o EREEJUIRES oo 237

T BRI 237



S0 FERIBHR oo 238
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[FIER]

1. B o ARG R KR
2. mALHE BB AAFAE o

3. R T4 p A&ty fh £ B
4. BFREFMRELY,

BEE A ARk AR R A YRR J , AT M DA R 30 B 2 S e e T 388 38 ) — S [ (37 22005 4035
SIEHL AR USRG2I FIER AE) T B s L B R A R LU T . fn, DAt
LA i MRS L RN S SR e LT 7 AT 2 —/INER o NS 5 B (— M 5e) 2
AT 2 i) — 253 A ] —B AN [ B 78O ) CAN B30 A A TSR A AR B AN R
JIE) 7 SRR T — AN Se KB B L, 5 R oA e KBk ERULR (FER) KU A 2K, Je 15
AlfeAE RO EE — iR 7 B IRZEGAE (Down syndrome, tHFK Down ZEGiF 8l 21- =K ZEGAF, —Fl i
TSR F G DR A H W RIR” 5 SE W] K2R 0 EAERTAE )L i BRIl AT A B B R AR I
AIHE TG N7 SRR BEA BEAS B IR B FEA BETI BT 58 14 PR 1Y A= ik 39 i e A= 7
(healthy birth) B9 H 17 BEE L2 ARWTIEAD , AT TR EE B A 58 Y 2RO 8Ga D15 5 —J5 T, B P A
IR KL R SRAS FUHIAU T b — 2D i, U S R BB KA R RN I N TE (it
&) MASME GRERD) 1 P R ZE G AR I 455 ; [RIESOR 19 & e #t rp st % 5 EUR N R BAEH,
SO R 20 BILAA A 7™ A= 450 35 4 BOP LA 2 X B0 R 3% 7 AR 38 B RN, (TEZ B DL T L X —
TSV T 3 ek e PR R T PR AP LA A O 25 R T RO R 3R, X B 52 AR TR 45 SR e 5 BILIA
20 A Ok 1) 2 Je 5 T, B0V S 440 M ) T A BRI R, SRR S R AR R A A AR E A
L FEPIRIIE R IR IR BRI —ERHE, B, SHEER R+ e R R OOy BUUE
RS — AN E RS, BE 5 TAEETE ST TAE T IE B ROk B 2 (st G 2= [, S5 Fm, B
BAEA I EE A R L T BE 2852 (medical genetics ) IX—E AL AR

BT | EREEZNIST e

TEARGERI LS L, 38 TN R SR IR R AR Kt R S P O SE HAR IS IE AR 80, B LA LRy
BIR o — et 1 R 2R A Dby i — i 32 00 PR OB R R 3829 (genetic disorder ); AN ML, PR 278t 527
FUEHI A% (human genetics ) BYBE AT IEARMFTTIXLE “BALNE" MOEAUE I 2 TAUAY4F A
AU GEIRAN AL SR BEAILH A2 1 A S S I PROC ZR (B2 WT 3R Ry ) 19— RS kr it
A R T A B BT 2T RG2S N BRI R I RIS AL (clinical genetics ), PE2755f%
A AT I A o 140 PR~ R B A B~ S8 i P AT, ] -t 0 33 20 ) s PR 2 7 R D)5 ) A, ATk
AT BB AL 2R N AL BE 2 (genetic medicine ), T S 27 AL UL 0N B 388 A58 A0 [H 2
A PSS o SR, SRR AL 2 RO LR SR R 2 P LA AR R 78, B e A o
Je— W RNAE (G8A%) INFR S HME GRED) N R IR 21, BB A e 2 SN EE T 2R 5 1 A 2

S

SHTAR



U AR TR A 8% DR R AP R A R AR I A P AT

PR gt Al st A NS Ao g Bt 9, R NS A 2 e Il PR L A BT, AT TR LA “ N7 5
R KR ENIMIER R AR, A EE MR AR s (£ BERAIT TS it e 1
AR I ATEZS B LS AR ERFAE), R iZ s A5 454 A= B RE B 52 (BN B %
ABIES  HAIRARAE ). TRl IR L, X278 S AN T s R IE A9 A i 3l , e RO SO i
PR AR R 2 A ORI T N IBI IR YR R o I, BR s gt s ] AT — T il 3t
17 X — A (L E B A 2 R I S

=% | EREEFRERES

T EIR T 1865 A KRN CHEM) IR T2 ) 487K T AE W s AL PEAR g 43 2 A A i 20 5 R X2t
o SRR R SRR AR AR AR (E R PR AR B E A E L E) 1900 AR A HOA T BERD,
A B E RO BUTR AR — 2L AP R IR R . AN A INARLEE A Archibald Garrod (1901) fiiiA
T AN IRBRRIRIER Z 1 EE T SRR RS, A X B i PR E T R ks A R
William Farabee (1903 ) $§ H 45 8 (1ib) &y o Pk a5k £ P 0K Godfrey Hardy I Wilhelm Weinberg ( 1908 )
WFFE T NHE S DR A8 Ak, B2 Hh s A Tl e A, 2908 T BEIRIE 1% 22 () 24l ; Herman Nilsson-Ehle
(1909 ) WF 5K MR (1 3542 , 1T 22 %68 & DR1 A9 A 1 380y R B A58 AT 2% 174 3 [ VP o sk 5 P R 1 s A% AR
o TEARAS I, 5 A% 2 i BRI IF SR 2 FE 70 10 A, (ELBR T 24 I A F AR K, 33X S S 114 S 56 90
R AR Wy 5 OO 88 oV IR AT . 20 40 20—40 4E4X, Frederick Griffith Al Oswald Avery ]
fili R REBREAFE AL S UE T DNA 44 575 1953 41, James Watson il Francis Crick $&H T DNA )
KURHERAL , AN A TG B AL # A BT, B AR WL 7 SR BOR 1 R, W — B85 AR A
SR R Y A AL A0 BB, S5 A B 1 R U ARURE THYJE: H Tk = 4 b - 6 - BT it , 5 PN I PRORE
ST B Z RN R IR AT |, I3 T — MR — R R b

1952 4F, f1 TARZ i 3 HAR I £ 37, (PR IE 5855 ) A IR KA BRAAT T30 2 A 53 44 [ Joe
Hin Tjio CEA7 %) Fl Albert Leven | J& , A-IESE AR G4 (L H y 46 (IMT=IE 48 ), bRk 45 4l i it {5 1)
HEAE L DUSARZE R B Down ZEE1E A 21- =44 (Jérdme Lejeune %5) Klinefelter Z5 & 1iF 4 47, XX Y ( Patricia
Jacob Fl John Strong ) 5% TEGL (IR WATEAR B , i G (0 PRI A8 5 | 19506 AN Wil i BRAIAIGE -

20 22 70 AEAR, BRAAE P DDBE A SRR RL A 5 B KRB RS X DNA JEAT AT A . 1978 4F,
Yuet-Wai Kan (&8 %) iz FH X PR H AR S 1 0 Stk 40 i 22 1A 7 3 5 2 8. Kary Mullis 78 20
1H:22 80 4R B 3R G i SN ( PCR) HORREAEAR SN SEIE DNA 731 A PR H , AT HE 265
() DNA R BSCA I AR H B TAE . N4, PCR LN 2E ARk U N 5 ok )12 A AR

ELIEfR T B Apami A5 27 R A FE A PR A i 2 20 TR 90 4RI IR I AR AR T4 2Rl A
¢ H bR BRI T ) N 380505 B A RN 3R 3K, 45 s A5 1 25 ] Py BRI R 2 )Y (sequencing ),
It Sy P12 R RITRE PR S 5 25 5 T 8 TR, S N3t (% PR PE AT S 4R BE R AR L 48 s B0 b A Bkt
PRl S CA e PR 3 SCA 243 7 000 Fift) T 7 7™ o i T NI R 14 2235 PR (497 . O L AP0 W AR

PR 1 B SRR ) OEORTSE M S0 51 IR, XA AR 183 Tk, 5
PRSI < 2% (precision medicine ), T HESIHE AN A b 25 B 22 SR Y & 8 (226 -1), BRAE, Rt
22BN 21 T4 T2 (molecular medicine ) 18 E44

= EFIEREFEAFEC

FL b it TERPE
1839 A Matthias Schleiden FiI Theodor Schwann
1865 T RE A Gregor Mendel




£5ie

F g FETME

1882 Ry lk Walther Flemming

1902 RIS R B G Archibald Garrod

1903 Gt fR R ik Walter Sutton 1 Theodor Boveri

1911 EWEMAEERH Edmund Wilson

1944 BHEYIBIHYA BT DNA Oswald Avery

1953  DNA RYXUiess e James Watson Fll Francis Crick

1956 HRRANAET i A A5 5248 BT Vernon Ingram

1956  AQLAfREH R 2n=46 Joe Hin Tjio G 47 2%) Fil Albert Leven

1959 EHISAIRSE (Down ZEAF) Jérdme Lejeune

1960 KT HI A Povl Riis il Fritz Fuchs

1960 ANEIMLAGL AR T Paul Sidney Moorhead

1961 PKU A4 L2 Robert Guthrie

1961 X JefaffRimmg Mary Lyon

1961 AR Marshall Nirenberg

1964 TR A Ian Donald

1966 EHIKTHTG AR WR Breg 1 MW Steel

1966 { AFSHAEIRIEAL ) (MIM) [A)HH: Victor McKusick

1970 BfafREATEOR T. Caspersson il Zechl

1975 DNA 54 AR Frederick Sanger , Walter Gilbert , Allan Maxam
1976 K DNA 2 Yuet-Wai Kan (&)

1979 MRSMZREHOR GRAFEIL) Patrick Steptoe il Robert Edwards

1982 FEERH TS L MEEH

1986 &I PCREAR Kary Mullis

1987 APl i MEFEH

1987  OMIM ¥4 Victor A McKusick

1990  HIREERST French Anderson #ll Michael Blaese .
1990  EXMIIH PGD Alan Handyside, Robert Winston %
000 AKIFELUTIHERE Ik
2003 AFIERARITI NSSHER ML Celera /7
2007 NI SNP EIIE AT = PR HapMap PMEL
2010 NRATE LA R4 R (FTRES & T 95% ) 3] RUNE S5 R B
2013 CRISPR-Cas9 BARTEANNE A SE 3 DNA K5iffi dhi i Jennifer Doudna Fil Emmanuelle Charpentier


https://en.wikipedia.org/wiki/Frederick_Sanger
https://en.wikipedia.org/wiki/Walter_Gilbert
https://en.wikipedia.org/wiki/Allan_Maxam

B=T | AXERA

FE DA (gene ) J2 200 L P4 352 1% ) 5 10 285 F0 RN D3 e S A7 , DA S8R B AX R ( DNA) 1y k22 T8 A AE
FYafk b 78NS, FE R A A= A M EAR ) FARE . A4 (human genome ) S A A
BT 1A% A5 B R SR, A4 PR AN A 57 HAR B DGR A A% JE I 2 (nuclear genome ) 5 407 1A R 41
( mitochondrial genome ), UNAAFRGITE I , AN HE PRI 4130 7 2 A8 3L R4

RN A%’Eg

NIRRT T — MR AP s & it B . N 1865 4 fl /R A 3R (R AR 5250 ) 3]
1953 4F James Watson Fll Francis Crick #2H T DNA 737 WU HEZEF A AL ( double helix ) 853 T — 5
AERIRE ], AMTA AR SR PR BATREE I AR 19 DNA 7 B VEDRE AN RNA FIEE 5 (f2
FEBG 1) SR L, TR SE A= ) s AL AR o E— 2D T 5 e BRAE R AN AR ) b 2 R FR 23 A
(L5 AZE) FEDR A2 A B2 DNA . (HAERESEA AT RNA R 1 B BE T, H RNA 235t fE 4t

(—) EERHERR

ZH A DNA 731 1Y BEA B 2 i B R o 4 RIS [] 1) 5 AE0R% 1 IR - I 8V IR R A% TR ( dAMP,
A) BRI AZ IR (AGMP, G ) M UM W BE A R (dCMP, C) B 42 i 95 BE A% 72 (TP, T)
Fie— 2 I EHE 1 S S 1 4R 2 A IR K B ( DNA B ), 1 4% S 1) A7 HES ) 48 22 4% 1 IR B e
Wik A5 T.CH G MmIEE A7 DNA BEE, 4 FUBLERTTRR (A T.G.C) AHES T FE AN
[ DNA 73t & A AHIR] , 250525 25 R AR U R 8% 15

(Z) EERVEE

FAE NAEN B EAZAE Y S5 F 5L D 2 W 2 (] (45 - 1), th St e 1 (B ) AR bt 51
(&) AR, M AHTRIHES o AN[RIRE LR B 3 P 35 1 BRI RO/ INSE AT 40, S 80k [RDLE 57
AN EJE ( Duchenne muscular dystrophy , DMD ) ( Duchenne U&7 A BAE) BIEER DMD 421 2 400kb , &
HHTE RS R R R, R 2yl 79 ASF0 7 FFH I I N & 5 2H A, eDNA 414 11 000bp , i AH
X235 A 427 000 BYAE 1, BN PUNLEE 4 81 (dystrophin ) (35 3 685 DN EFR IR EE), I\ DMD %%
S — 4552 1) mRNA 53 F752E 16 /N,

e

iRy Fe RIS T FeRIER
T
'=I=|=I=L_E- == 3

| |_ SUTR \ //I'AA_J
LWRIEHT RS TATAR) WAT

ERAMBIESALA (AATAAA)

EiE-1 MREENEREE

W SR FE A P 8 P9 5 5 A S A 5 B AN [ E AN R Y, BIITE ] — 4% DNA 70 LR 3E—Bt DNA

P9 TENE Ry G e — 5% 22 AR 1 35 PR I J2 A1 Bl 5V Ry i 53— 2% 22 R ) B DRI I A 3% 7, 3X 02
T mRNA ST TSR BTEC, 5% OIS (BB DNA 31 P
LB mRNA G5, 3 SR IR S T AR A TR 5 — LR 9 LT
AR Y 22 S 3R AL SR AR R A5 R R — A EE R A R TR R A — A BT il
FR AR — A0 i, B — B, S 0 AR e X, F) M 3% 51 (flanking sequence ), {4
Ja s F BT DL 2R TFAEXT DNA F5 SR I8 1R IR DNA JF31 .

W R D 25 R O - N T RSk DO R B AR B — U8 BN AR - Tk X

S WL R A5 1 N — AN B R A T I P R 2 B R PR R AN , 57 S fh



BIPINIREE S GT, 3" it o Y2 AG 3l # HEIX MK B AR GT-AG 3E N (GT-AG rule ),
RPN FEFIE R RN B9 TS Rl EAZ R MR R N 5 - A )

—. ANEERH

bifi 5 N SHE R L TR 52 TR A RIS #8) BE R 4H 2 9 FE AR SE R, BRI NI 4 (human genome )
294 20 000~22 000 MIEN o XKLL FTE A A IENFPEI BN ARSI 11% 2547 5
4% g BE DR E 5 P 51 0 RNA LR 81 5 20% 4 1 255 ik DR 396 D 91 LR Al Ak PR 5 75 9% Ay ik PR Ak
(extragenic ) J741], Herb 55% 5 #5 DNA JP51) D4R A GE R A7 AE 8 000 Z2F13E4ifih RNA
R R T SRR S0 bR E RA TR ek, AZEFER 4142 DNA J78) 5 KB A 595 DT 31,
WA E AR F N ZHE DT (GRE-2),

=52 NERERBARN

FFHLE BEEAR HRAEREE
KN GEASIEIEE])  3.28 x 10°bp (2004 4F) 16 568bp (1981 4F)
DNA 732! 234 (TE k) 8 24 > (FEBMET) 1 43FIE DNA 431
24 DNA 431
BT R DNA 737 RFEEVER AR . A AdniE s LT 8N
746 1
AHICAR AR R AR E BAHEH
sl 123 qE| 21 000 247 134~
RNA EFH ANHiE ,>8 000 4~ 24 4
FEP % ANHiE , ~1/120kb 1/0.45kb
#Z DNA %L ZH 1 50% (:9
sk 3 HHE DR A e Y T RE RS EE [R) 7 A 2 B R e sy
W& T REBHHSHNE T WA NG T
HHBRSTFINE S ~1.1% ~66%
CATER 61 NEIERREN T3 ML LT T 60 NEIERET T +4 ML FHD T
G| WEO AR X R OR R D RA ARG
1
Ui Ee X Yo AR Y oA 5 AR st FEE B RHE

;Y Gtk R AL

(—) BENFS

TE L P 4] TP A B — 5 DLl Dk DL, ORRAE R &R 781, B9 U1 F 31 (single copy ) A FE 7E
800bp~10kb Z [H], Z R &5k BEH , FRHE DL sl K48 DI DNA J 81T 4 2 A FE R 411 45% .

(Z) EERYY

T 791 (repetitive DNA ) 205 ASKIEIHA1RY 55%. 4 (TS AR A I A S T4
AFERILL, TS DNA S AEME S PESTIRIIIT Bk 0, T DNA 4 PEsk e el 42 DNA B,

1. BEXEE HIKHEE (tandem repeats ) 741 Ll 5hp.10bp .20bp B 200bp K — 1 EE 7, B
fITERE T S AR R, 24 LI 10% . KRBT WO (B T4, K T3 LT kb, BI
HRICE 4 DNA 5 TAL DNA (satellite DNA ). 5 J5U 3 53T 44 52K, £ 1 AR BT A2 DNA KL
TY PRI Y ETTIX . 1 15~100bp 4 T AL (B3 & GC), TR 20~50 YK RAI 0.1~20kb
M43 DNA, IA/E/N B2 DNA (minisatellite DNA ), Y I/ERT 2525 H R EEEE &2 (variable number of tandem
repeat, VNTR ), F_E3RH9 T DNA LT kb) &, TI7ESE B 4L00 90 R 75 T8 ARSI, )

5



ZAAEAE S5/ TR DNA ALY — 38/ N &2 57 (K BE<100bp ), A7 81124 1~6bp , FROAH TR DNA
( microsatellite DNA ) 3% %5 £ BX ¥ & (short tandem repeat, STR ), I (A) /(T), . (CA) /(TG),.
(CT),.(AG), 3. M TXEEH A DNA KIFE NSRFE A b BRI H AR AN ], R B 225
£ (polymorphism ), A A& /TR T K1 285 hrad , HZBF BT RFLPs, AT ] T4
RN R A S B R WSt 57 . FEMEYE X ZEB1E (fragile X syndrome, FXS ) A& /M5t
PHSERIR AR A B LA DNA A1 (CAG) , (CTG) , SEIATE M AETE R A = H TR E S R

2. BEEE DNA F3FIEMEIE) DNA BT #7EEE (interspersed repeats ) DNA J& L4k
T A TREAFERH N P81, 29 AL R ZH Y 45%, BITEEE S DNA JPAIFEA ok [ 4%
+F (transposon ), RFREIERS 2| FE AL R X B T #2219 DNA 341, 24465 | 5%+ (class 1,
UUFR B SR JBE 1) VSR 2 2R T (class T, AR DNA $ )8 5),

L[] BF Y DNA K BERT 4G 2 100~400bp (<500bp ), F1% R i #07E 85 52 T4 (short interspersed nuclear
element, SINE ); . A] 434 6 000~7 000bp , #5 A HUE # 2 TC: (long interspersed nuclear element, LINE ),

ALU H5Z (ALU repeat) J& SINE AV, & NFEEEDR A & B de & I HUE 741, P44 5
3kb BAE—W VI EWES, LKL DNA &80 1%, 155 300bp , 7E— A EE S 30 17 ~50
TIRo AE ALU P HIN & A — A BREE N YT ALUT 08 SR PO LA AGCT, n] 8 ALU TG
A~ 170bp F1 130bp HYH 1B, PR A ALU B4, BF5E R W], 22 BRI 2T A9 1) K AR 2 1 T
NFI MR AR 84 R — IR AE [ | X NF1 S0 22— 8 ALU T, i —
NFI FEPRRTE, 25— NFI R R ARS8 5, 3% 38 U 2 RE AT 40 o SE L8 kst A4t th
T ALU PSR AN b SR A B i X ) a5 RO, m AREAR

AW LINE 4345 3 J 3 N 5% : LINE-1 .LINE-2 1 LINE-3, 24 (% 2 414 DNA 9 7 1 20% o
EATEEAL T YT R AL T R g R S A-T B A9R Y G Al (G- AT, Horp,
LINE-1 (85 L1) 55 R DL, A S0 R A 138 TR 1, 02 i T ) ARG JRE TR 1, 2 L i P 2
L DNA 19 17% . LINE-1 2K 29 6.1kb , 4% 2 FE A 7T EHE (ORF) 1 4 —4~ RNA 2541
p40, BATRZIR ST FAR TS 5 FTEEAE (ORF ) 2 Zfith— N [RlINy BAT N DI IR G 5 B e sRHE PR R 1
LINE-1 T3¢ 3 R 2H v R Z2 8000 S s, nl il A 3209 SINE FIRESE mRNA $5 DU 7 A B PR A
JHEH (retrogene ), FEHE1~ 6 100bp ) LINE-1 215511, 80~ 100bp (147 5547 % FERE 1, AT e %
A EERY LR P I TR LR 19 DI RE , AT B0 (ANHELE i A0 ).

=. BERESEE

(—) EEFX

FEP A (gene expression ) — e I 77 (103544 45 5% 78 S h 5 1 B BERR AN 2SR 91 R B 1Y
ZIREE , 1 22 AREEAS AR BT 20, TR 2R W 25 AR CRAY) (il Rt . BEPR R A A 45 P
AR (DL DNA ARG S A i mRNA ; @B st 447 B B2 IREE A I i 2 SRR AN 2R 91

1. 3R 5k (transcription ) JE7E RNA A FfEL T, LA DNA ) 3'— 5" Ju5 (BAR £ template
strand , BUFR I L% antisense strand ) AR, #4 BRBHIE AN 0] (fH RNA LA U F1 DNA % A BCXT,

- HATXIE A S DNA I —50, UL =B AR (NTP) Jy J5ORHS B RNA (i H . e ik
M mRNA (RNA FI tRNA 28, A ORI RNA B0 RNA BEATIARTR RNA BEAFF AR rRNA ;
RNA A T4 A mRNA B 7 RNA 384 W T 45 snRNA K% (RNA %/ 43 T RNA. Hi RNA %
T T U W) R 74 AU mRNA BRI, 0028 ask I TG i, A RETE A T RE Y
- mRNA (1% -2); [FJRE, (RNA T cRINA FRO% S 55 A L8 e MU (0 i T RS it 72, A4 LA 2hie

2. BIE W (ranslation ) S L mRNA Sy 4R S8 B0E AU A . 38 1 5 17 4 i ot

NI A EEFT. mRNA GRNA FIRZRHATE B PR B2 R94E A, mRNA #5356 15 B &
- H BRI s tRNA ez 15 AL A B MR AR mRNA 73 L A58 AL 3000 s RO 3 1 S Y



G BECIEFe i)
& = 2
5 \ T ] 2 3 &
e e v ?
5 4 s 3 {}
RNA
1. § 5 5'CAP - - 3’

5. MEAmYI%E -(B%é

EZ-2 ERERENTEETEE

G AR MRE A B IR o T N 2 IR . S U B0E BUE RS 3 BB R AR E R A L.
AT BEAE B /r 22 e i B ) AR A R

TR AT D RE A AR B ), T B A ORI B AT N T, mRNA HABYUE 2 ik
RN , TR 1 573 1 25 AL 45 44 2 th RS I BT DR E 1

(Z) EEFREFE

9 R ZHCERZ AW e Z ALY S 2R A BILAAR , ik DR e 4 ] 1) A 2 BB AR A o I T RV S 20
JL RO A R LA, TS “ BT A PR B i . SR IL 3 F1 B & 2040
MR RRIRIE S M RE . — B2 ZUA0 i o o R — R sl LR L B SO SEOCEAE T, N Bz 4 i
PR 1 ZE 40 LS B D A P R 2 1 £ A I £ 1 A A SR B R A X SR SR R
KR BEI PR 0 25 AL LD (Tuxury gene ) AHXFHE , JUT- 76— VT AA i b 25 BE #3308 1O B R O 47 22
FEA ( housekeeping gene ), W) DNA & . RNA 54 SR 1 5 B AE G 1Y 366 ] R 2 b 1% figd
SORMRAGHAYFEIN o X R, 40 M B A 73 A2 Fh T G A X B 2 1 Joi A A DR e PR R b e 0k i

A Z2 B PR AL T 2R T AR S SR A IR A 2R AR . R W SR SRR R TR il i 2 B
ISR, T LK 2 2% TR Pa b A 5 B2 050 SRy S i s e S A A LRI E L B RS TR R s A
SFPRE AR . MR AR R IR A R R AR T 2T 1, AR E 4% RNA (long non-coding
RNA, IncRNA ) &t — 0 St AC K JE ot 2000t 19 RNA 43, R4 i 26 11, 5 i 240 Mo R s 4 M k.

P, BLRNA BIE A 202 E GRS L2 e K LU SRR K F- 25 PR SR P 20K

BT | EEmwEE

B P S5 A8 R KR A S W W R S BB R A A o FR R ML S8 A BB A PO ) A

Ny 7



B

A5 B —E BB AL REA, I i X Mg A R i — e 1T e TR UL B AR . R, 5
1 i A% 1 D11 BB , TR 5 A0 B9 A kil o 7R B R 2 oh B A RO oK, gt
e R AR —LEPG IR N, 5 PREE R R — AR GG A LR A S IR ARl S SR
I, T TR s A 2, R BT R 2 S s AL MR, o B SE A BT HE SR A TR . (EAEAC
b, EEUR LIS SO LRI THER)

—. EERIER

VE R DA% PR 28 oy 32 22 i PR R st AL , TR IR A VF 248 A

(—) EEmIEELN

— R L B S YRR B IR ISR AN A, EAE B TR G OC R M, SR UL, IR
FLELP I i T I R R BOW  FERFAR R KPR s AR R e R, — R LA T
Ty L, ANIEAR B TER GO R M, IXTE s AL 7 X (9 RS

(Z) BEmEBED

SRETE AN T b D — s Bt Fe ) e B, RIVRR 55 0 iR (A1 — o AR G AR i
e FRICRE SC AR T LA T AR AR5 A 5 aSURT R KL , S0 PR e XU 45

(2) BEmAITERME

BT e R IR L. FTTE e R AR BORP I , A — i e (AR R s A0
BLLRIH AL P IA ™ Stk (HIFARITA BB 2 e R Ay , 4 S50 ( Huntington disease,
HD, Huntington ) & — i AU Fr) i G (A AR AL , FEAEAE 35 X LG AR . Sk, S R st
A PR RENE , R BESE KA 2 B AL R, W0 AR s A7 SR A PE R , AT 2o S R i R X2
B BUIR LA e R DN o BUR B L RIS (B AL GERE GO UL AL 1Y

() EEmAIRIEME

BHRIRTEAEA RS R A . B RGP I & B T A R R R A . 8 A% 1 R R
RFGEE 40 FIR R Huntington #5542 £ TARMUAARTE s (HIFAE AT st (4 iR B <
JERAE , A AR TR &R AR AT BEAUSRAR & 1Y, B LACBE RN IR o Fead ke, RGPS W] BE A 35t
L1, A Huntington J ; (HAN 2 AT A I G MERIR BRS04 10 . A — B EAE (RSB LB I,
IR FEART B —FPges) J2 i TR E PRI Z 48R R A SR A, AR R —ZE R E PR =
e 2 AL XA GEBE AT IR GO A T RE B B E o 31X — MM 2 1h Hh [m] PR B8 2% A 11
SR AN A S I, QRAE IR B b SE RSO AE R A T, o A RO 1 AR il LIS 20
FrLAUL, B AR R A Bz G DRI AE S R MG (A AR 80

() BMEmAERME

— BRI, B BT e eV i AR 07 30 L R BRI AN 2K PR Y. (H
1E HATE FPR H , ATk 9% (human prion disease ) W& —FRREE (4 ALY R9B% . okL
FEH (prion protein, PrP ) J2—FPINREM AT R E A . HRETAK PrP FER A8 2 S50 PrP (55%
P B i A A RS DA B R TS IR ZH S R TR L , e P EUR DI REERAL ARV T &

I s MAEDRIT R A PrP AT LUE 1 52 R )7 U 5 A A4 154 25 1 Bt R B B S P 0 .

B, WZFER s BRI HIIA RSB , ORF AT BT BR 2 S SR DU L P2 I 1 7 A i

= AREfERAIDE
NFGRAEHFRE L G, B BN PELR A IEAT 100 BEAT . HXFR

AR BB , i 25— A% AR R GE 0326, WP 28 R GEIE 0 IR R GEist (%05 AR A R GEit A4 |
DI RGN IR RGBT N R G A A s TR IR T AT . BRI



s Ntk 5 26,

(—) BERS

FASEPR g 2 h B AR D SRAB T B, K AR SRAS ] kA T AR G (R R — 2%, T S R RO S
YR (RGO R) WSS A% 5 IX A 5 AR ][] I A7 TP 2R e R L, by Lo i 3 B PO 0 22
Gtk (PG Oh) BRtEs Al . SRE DA A/ L, PR 2SR s RO Hh ) & AR AR [), A=
IR NARACN 17500, 5 b T Hag AL, I mfa FE R .

(Z) 2R

ZHE R EAT — RE S S (L BAT B DA PR 35 A% v BT DL 81 B4 R SRR ) — S , AN SE R e
T e 1 N W (s U Sl Dk oRARERE AL BB PRIPT (Wi | I B e Mpe (Bl R ok i8R0 I
PP BUIE ZEXIR T 4 B BE R B RRAAE). PRI IR R ARk 28 (0 A B iR A IR EE PR, 2
BEDR e fi i UL e 2 R AR o

(=) REIRFE

G Ao 2 e (A SE A BOR H 5 5 R I — 28800 (LR35 B, AR B, IXSRBI Je—1
BN PR A AL SRR AR, SCHORH AR i T A E AT B R AN 22 R PR , b e i LA e
P94 Down ZEGAE . YOG ERT A= L B AR R0 0.5% o

() RS ER

A PRI 22 PR R 0 A 1Y) 3 A i R AR AR BT A 200 L 0 45 A1 BB A ORS 1 #1087 19
DNA H, JFREAL B 25 T —AC, MR35 159 (somatic cell genetic disorder ) [ S2FGEAR HAERRE 1A
AN D A RN BE R 98 AR SR I S AR A R o XSS L AR IR R IR | i | B B S
B DL S5 o TR M AR ROME G R R A B IX — 2P

(1) Zehifhsms

LR SE AR N B — D A LES 2 RR A% 2 SNE— 5 DNA fZuifes , BA A 2 iE A B
TR RGUFBAG R . SRR R EORIR DNA S5 R AP , f4E Leber ML 24555

-3 B2 T — L MO AL T AR A

#=4%-3 BREERIEELARKER

&% (OMIM ) BEEAN BER
LD

i it = Btk 2 A (102700 AR S,
o, - PR BB Z JE (107400 ) AR 1/20 000~1/3 000
PEVELF A7 (219700 ) AR 1/2 000; 3730 A 55 W
Dunchenne JLEFEA R (310200) XR 1/3 500~1/3 000
R s ELE] 2 116 ( 143890)) AD 1/500
Jfitk X Z8G1E (309550 ) XL JIE:1/5005 2o - 1/3 000~1/2 000
I - 6 - BRI U RE B Z S (305900 ) XR . 1/20~1/4
MA2 5 A (306700) XR ;1710 000
Huntington #EEFJE (143100) AD 4/100 000~8/100 000
S PEAILE TR RAE (160900 ) AD 1/10 000
P2 27 498 TR (162200 ) AD 1/5 000~1/3 000
A4 (166200 ) AD 1/15 000
R PRAE (261600 ) AR 1/5 000
AL 20 L9 (180200 ) AD 1/14 000
PR 4023 1 (603903 ) AR BRI : 1/400




10 ¢

&% (OMIM ) EERN RER
Hi AL (140100 ) AR L
Wilms %% (194070) AD 1/10 000
Tay-Sachs 4 ( 272800 ) AR 1/3 000
P ErzNT
Down ZEA1E (190685 ) 47,421 1/800
18- =IRLEAAE (601161 ) 47,+18 1/8 000
13- ZIREEAAE 47,+13 1/25 000
Klinefelter ZE 5 HE 47,XXY 4 1/1 000
Turner ZEA-1iE 45,X 211 1/5 000
XXX ZEA1E 47, XXX ¥ 1/1 000
XYY Zi &1k 47,XYY B 1/1 000
Prader-Willi ZA1iE (176270) 1/25 000~1/10 000
LI
JE%4(119530) 1/600~1/250
Se RO 1/250~1/125
PR (601634) 1/500~1/100
M PRI (2221005125853 ) A :1/20~1/10
SEbR S ks FERE A (209010 ) e ANBE:1/15
A 20 M 352195
i e H.1/3
S RN
Leber #L#1 262545 (535000 ) 240t S s A DI

TE: AR i e AR s AD S e (R A% s XL XSGR % XR 2 X Bl ML .

=, FEE( ANXZERIEE ) (OMIM)

Lk ( AT E /R 1545 ) (Online Mendelian Inheritance in Man, OMIM )” J& [ H1 5€ [E Johns Hopkins
KEEEZEBE Victor A McKusick 208% F 2m 10 { AZS A8 /R 1844 ) (Mendelian Inheritance in Man: Catalogs
of Human Genes and Genetic Disorders, & F8 MIM ) — 5, % 1 — B /& B i A& 22 e AUZ 0 & B4 35
HISCIE . % 1008 FEEHEM 12 1, HEABCF AR, BHUBA Y “1E24 KRRt ) T
1987 4ER s A, I ELA S b4 i ARL A 2 M BE A T 8

M. EENAESEERFAIMERERIRIR
it (heredity ) A YU PAIR SEA A A B G FRBUMPEIR A (0 A2 I AR DRI S A

YT S S T RS A R A PR R I S (e 0 LA REIRfY
TR AR

(—) TEREERRRELR
XEP I KA TFAE G I R IE K, RIS A AR B BRI R 2R 2 A0 I i 14, 491 4 24

S P R R SE R A AN L AR A A LA R SE T (1400

(Z) EX LRIEERE  (EFEMRH—EFERIER
{5 A DR v AR P R DRAE , AT RNE B 5 e A 5, BUERIEIZ T 5 RN AR 22/



VA KA ; BRI - 6-WEIR I A W Bl 2 S (IR PR 2 00) B st BEAh, LA TNz 1 4 B sl il
T A2 0 20 %5 UG A S5 & 32 1 .

(Z) EEREMNERENAFEEER, EARNERR, B EREAEE

iSO a L (0NN N P P == N S PN e W e o A R G e
FE 70% LI, Uk BH 35 1% PR 30T I S 11 & AR A R (A REE I R AT D . RS bR B R
B R #0 SUE SE B R A . 55— BB, WS KM O IR - AR I iz B PR Y
Az PR R 2 AR LU E 22, T asi A% DR 28 A RN 8R 38AN JE 40% , (HUBE L & s R Ui, b 25
XA FER . AT —SEPT A A2 JERR L 5 L 76U 45 B R , 388 1 TR 38 TR 5 1R 28 25 [
YL LR 50%~60%

RSP 1 FSAENE IR 1 B — 8 st R R (R R 50, ARk A5 = W], BAT 1T
HA MR I () BRI i (13515 At , X — 2P (ZHEH) HA Wb 2 Rk i,
JE HATEE A B B

(M) &R=EEUATFIHRERER, SEEEALETX

Bian K&t 2AEIMAN & SR R TOE  HX It ne 2 5 RN LI nT BEA K.

h. EfEREEFEERPI—EEE

(—) EEfUmEREMBEREa B EE

e R (R B — ) TR BRI 3% A O AE I, R REULT L s 5,
MARESEVREEAE A C A AR A5 o P, T B B IE A M X 73 S8 BT S 2 AN — b it
el o MHIXIFAE— VRN Z 28 T, AU ZEITEA E & IR RS 4 i 2 iR,
BT E RS R SEI E BOR (A5 F2W0) KA BIS I, IR, KRBT GE (AL © 80T A&
TRUER AR TE N A B2 WY, D BRI s R P REO 2 15 A A MR AL 1A T A B, NI fe
BN R SOR R BEAR B S PR A A B

(Z) BUXbE

FFBUXUBS: (recurrence risk ) 28 AR 7E I AR _L 38 B A9 1R — o BB 2 0 1R Ay
EAVERINAE S Z 2R R A A IR o SR XU (19 DR 3R B 22, AR MGt 12 1) B XL
HT H—ApRiE. B, —J5 T, Huntington J e — i e (A AR IBHAE 0 , SR BEHED , B3 720 i
A 9 50% o AHAAFRE 245 35 % LU, B T AR I A3 I, P B g i T e, i i
SEAFIES BRI A 2%, 1T AR RIS AR AR B o 55— D7 T AT — Mgt i # A
— R BUXURE A 2R (baseline ), BIATAT— UL R T Az 520 HEREAR IXURS: 5 A7 LEJE AR O O T8 1%
Tr PERY AT LR T MR R Y (R -4 ).

-4 BHATRERL “BRRT RERIKEER

VESES XpGZE
HR A I R IR e KA S 1:30
T ) B AR ECR R 1:50
Sl aiiNis 1:8
4] 1:125
Fl AR AT 1:150
A e — 2 E 2 LINSET: 1 : 200
PSEENE 1:6~10

1"



12 0

(=) EAERHIBHA AT
o HLIT LAY ST R A AL AR R B P B, 3
AR TR, NS B RN AR A 2, AT LA R

WA ERARIOR . KA M, AP Y
TR, R -5 B ot J LS AL

BRI R
FE-5 IRERABHARER
e BRERY%
AT e
WY ORISR 0.14
(L SERENGN S v 0.17
X HEA AL 0.05
P RN 0.19
EZ Libidian)
S RGN 2.3
HoAthypes 2.4
i AU 138 15 0.12
it 5.37

(M) EfERSEFCE

PR AR B B R B RV T PR it Aoy (BT 1 B BOARRAE , RIER A1 5 DR, XF
— L ] R B T

1. BEBARIZENERE 4% O Hr2WrEOR a2 4 s @5 B2 Wi St Jm o i JL
R BEFAEERY “GEME” “GHE” TR R etk S

2. BEHAVEIRBNZSETIRRE W & R A AR B F it AR AT B 32 Ak i
IR @ N B AAT L

3. BERIZUTFERIGIT R a4 : OIS ZERIR P 7EEOR LAY 2R, @12 Jif
JPRRRGEY IR PE” T R S5 ()R D FEDAT T A X A\ IR 4 ) 22 442 i ) AL

SREC AR EAE R AR A I PR S B A S ARG (R AL SR A R L A
NESRL, Horh & T A B0 S P 5 5 B Y, 7 B 2485 10 5 25 R0 3 1 2, SR A AR L Y
IEAUIMLAGR P WA Gt nT BEAE ol AR WS AR PR B S T I SZ B . AR, BEAR S s
AR B JRAT A A IR BOE BRI R A S A, ok SR A W I 2 FORIR R S L ) R o o
R, T B 2 0 PR A S HF o

BAT | EREEZFNERRESR

PR S VS i PN EIWOE SMPSI A St e S Y-y oy LV ER N Iy N AR S i

2 IR )5 AR R S MR DG AR 0 S A L) RS AL S0 AT AT %5 i T
BRI R LSRRG I 2 , TR SV — I PR S 2R 2 il TR
- WFERSIER RGO R R

MBI e T S R PR e PR 1 o BT 55 . (R it el e @Ak

A AR AR Y (0 A5 T LA TEA B2, 10 Down ZESAEBF YL AR 2T — 5% 21 S Yk i
SRR A B 2 AR AR BRI R B PR T2, QSR AN ZE 0L, SR TR AR5 3 2, 5 0
RO FHOR TR A2 J SRR IR TE AN, L) LA A SR IS W RIB i e R/ T AR



BEA I 7 B TG R e, A A BN BRI 45 5 N, S 1 st % 2B B AL e IR
B2 R AL s B BE R 20 2 D RESE R 4H 2 RS B TR BEAITH AL EOR i & g , M Ak
ST RITE N TSI (precision medicine ) IHE1 B . ARAEEA- I HRAGHFTHEAE (R AT fE
BLHI A I A XM TR 58 . HIE BRI AN R A R A i 5t FE Rl AN TR] K 4
AR RSERF , SET25 T AHRLANR YT o X T B2t 2200, AN [R5 A5 2 ph AS ) A e DR 9 A st
1% S B 5 BV ] — b3 44905 , AT DA by AN [ 6 R 9 A8 75 | 5 1 [i] — ik PR e 5 L ) ] — o
AL, TR IR S W B AN R] BT O R R AR . BRI T35t (490 i 12 W 3915 il
IRY7, BT LI R A5 B SRR AT A RS B 20 X T IS AR i A 1 74 ) o I ST RS
B2 A 1o

R UE RT3 BTS2 B3 A0 AR R 2 W AN 232, ) HA IS PR AR OB TR AR T 5 380 X T
PRI PR , 8 Ao B S A AR B0 2848 K S B2 R G AL Rl , DR AE IR L 25 T HORSERYIA
I7 o X THEAA BOW R AL AR KR BRI T I8 70T, PG AR A 5 B A AU S KURS: , ALK
ATREM TR . FEPELT4EAL (cystic fibrosis, CF ) & P 2P LF AEAL 5 iR L T2 5 55 K- (ceystic fibrosis
transmembrane conductance regulator, CFTR ) K =45 S E CFTR 2B T BEB A B B2k Fr e, Itk R4t
(Ivacaftor ) y&—7F" CFTR H§RGH] , B DM THE XL R ARG FREPELTHEAL U258 . (H2 Ivacaftor FFA
JER A CFTR R REHRAT R3S 0 IR 25 WIREA THRYT 38 Bl CFTR JEN 58785 [ EE Y ST 4EAL
PRUTTEN T B P 2T A A0 2 B S 2 7R B A i R HEA TR R YT o ke, 2k T B0 AR 28 A2 1Y
R PRI AR PR i 1) i PR 17 58 8 SRt A ™ o 20 L BRE PR i PR 7 1 sl S

Xif T 22 R , i AT R 21 PR S R B TR 3 3 [ e 0, R T 05 ) e PR 2175 JE ol
A B T RS FNGYT o SRR & AR 2 5 1A% A DAY 4 AR ( Parkinson disease,PD ), &0 &
20 ZAHER 5 G PEMA G AR AR G (HZR 5 1R PD 19 38t% 2RI RER B A £ AR . o SNCA |
PINKI 5% 5181 PD 245 I INAITIRES T T parkin FEH 287285 1 PD INAIDIRESELL , kiR
TIRI 2GS R b, 25 AR SRR E T LIS R

i Y B2 7 70 I8 12 Wi v 1 g i 02 18 M W 200 i 3 1L ( chronie myelocytic leukemia, CML) He
BCR-ABL Rt R R 4 22 , BB 5 &b 55 IR R DG 1) 25 R T 4 5 , R I B 98 RIA Y7 2808 T
filo IR 25000 I, 35 A R T HAT R B D S SR A TOR R O R T R LG AR,
TR By 3 PR 5 AR R0 ] YT 7 V9o e s 2 () 491 M L IR 40 JHE 11 11975 (acute promyelocytic leukemia,
APL), APL FZ RS RASRE M 15,17 S Y AR T (I UK RARA-PML 2N Fl G . FRE#H K
PR = S A R 4 Sz 2 H R BE S 1) [ f# RARA-PML @il 25 11, SEBE APL AOARRORS VA7 o IR
S S 22 IR UK S L AT, 0T 5 AR SE 8 ) 25 M E A TR R R 2 A 2 R WIE 5 A SR Y T 1)

WA, BfidE ARG AW (systems biology ) FIAE AT RRA R AR FHGE K Jig , REGTEE (systems medicine )
ML S RLE A, BN ARG m 2 A b ARGt &, S — D S AR B E
A R AR T S RN AR R o RBE AR, v 3 it 9 AR ) BE 22 R (A eDNA S8 i AR BT
S, Re IR B A I AS [R] i A= W) R GE2 4 ), 7 A R (9 2 27 5 ai TR e e 21 B 1 o] AR 4
FAHEAE FZHA5), Ry R e B 2 Sl 7 5t BE iy, D 7E LAl AIFTE 0 & A O BILR AT it . (A

ARG BE AR LR G ik MR E O 48 5, BB AT B 2R B2 it BRI 8, I AT 7e 0

B R BRI A — o7 19 R~ S A

SERI G T RNA 53 F o0 (10, 2E AP B T 85 FTCHT AR P R4 ARG 5 2k L
TRUEILS 2510 BT T 25 e SRR DU 445 s P AR AR IR 2 568 X B PRI T 5, R Y
SR BAE RS R, R BN JE R 58 5 R Y 43 F IO FE A A AL R B T A PO ARE
IRSLAFLE Y 6 15 (T A P, DA R (1 R R I et R4 B 1 5 T T 22 B R T

W R SR IR L R R 2R PR

IEHEOLT RN R TR N 2 e ARV I e A o s R, 1 i e I 2 R i ) AL BB

13



14 0

AR O BRI LAANR N ZIRIE T L85 — R AU E A B R . T ANl B P AR f]—Fh 2
S BT A A S R S RSO A A o i B AR RO 2%, DT X B A S AN BEAULR 1
BN S R 265 B TR] L

RN RFEACEE 55 1T A8 S BOR N FRIE ( phenylketonuria, PKU ), T2 P4 i FRIE £ 3 111 R %
B BR T RN R R A BB D I R , T 72 % o R MR LI R P SRR, S 0 0
HOR N IR S AT HE L I 2250 21 S5- e Y- EAE T IR H B 2 ik = , SR R
GEAYDIREAN T 5 4o ek ) 2 P R T B 2 41 o 1 P o S (8 3K ARG A, OB AR A IR R (IR B0
PRSI T LA R GEA= W2 g S, F A=y R 5 VR R T ST X 2, WU RE R GeHl 1 AT 26 1 &
Az, DT L SRS HE R 6 7RI 7 46

RGUEY R T ORGSR N TR T2 AR AR AL IEGLEE 1 205 405 P P I3 ) B
##2H (exposome ) IIIZAAE ] PRI FR 498 12~ 10 JEL A AR 0T 22 ik PR O WIS IR A 3 UL 22
FEPR , LA B AR W PR S5, T A 1 AN A T B O A 3 R B A a1 R4 i
it 28 T AR AEBARES , USRS AR AR X TR IR A R S AR . REELEY)
= Fp bR e A BRI, 52 2k R SR O 2 D 2 W MR A AR S W B M2 5E , B R T
A RAE TR R ARG I LR W S AR S AR TR B 1 A, O A RRR SR
SR L ] AR EAE P R GRS ST A o AR S8 B DU i A e Ao X 5 TE A A [] 4
ZHY AT, IR E B A S A — R I AL WIARIC ) .

RENG

— AR AL N ZR A E— Bl T2 2 DR B SRR AR i A o TR B~ gt Al P AR AL~ 1
ST IERMI TR L “ A" MR UL 2 AR ORI R R A i BEALA] 2 1 7
LHGIHRIER (BIF2WT 6T ) B— 128 S 1R [ 1865 4R fufl/R k3 (R 2c 58 )
ESOMN S i e ST B o NG TE SR R IP OB i e/ e S | DOL PNE = SIS LN D N R AN OB 2
b e TR i R . RS T AR TR, AR A T 23 S R TR L 2 A D e (0
T A2 e AL AR (A T2 . TR C AR ARAE/R 4% )" (OMIM) X BT AT AR s A AT
WS, ISR SR A SE AR 3. BUWEEN B E AL | FORE -5 D RERTFT e DL 2 Bt AL = WFFE 1 1 B RAE
5, DRV LAHE R A2 Rt PG I 12 38 A 1) BT ST S, T T e st i R L R A
AR TR IR R S AT A R SR 47 5

(£ &/ 3k %)

f
H

1. B e R R R RN A A2 B, iR 1 © B2l A e s B L
PR SRR B A 21 e e

2. AR T AR E R — P i A 7

3. BRAri e B S RIE AR AE AW A e Fh TR YRS AR R B2/ S B ] BRI

C

il
T,
-]

REDHESE




$—abs
EFEEFES



FEHFRR

16 &

[FIER]

R E AR
EHREWFEREE
DNA i 1% #1864 o

M w -

TEA AR B A BEAT 5 AR A A i 2 o 356 ) SRR e % DR L [ 1Y - 2H LSS A S R e
(EE )2 E DI RE , S A RN G AR B AR R E M . RN, 52— AP IR R AR TR SE e, a8t 4%
YR AT e A A HE e84 RIS 28 7% (mutation ).

7S GRS B A S LR A A KO b e AR H A S SR S A R A TE KT |
DNA BlEEXS S P9 S50 8 A . FTE PR R e R4 ( chromosome aberration ), ¥-7E LAJG B4
%iﬁ'yﬁ 'fljfl\?nj ,)ﬁ% Epjﬂﬁ%%ﬁ"]%%/}:‘ ( gene mutation ), %Zliﬁﬂ?gﬁéﬁﬁﬁl%%f%m@o

15t 1% 22 57k (genetic polymorphism ) 75 #% 4 [ 22 25 £ (gene polymorphism ), & 48 7 [A] — i fiF
('population ) 1 HEFf s AR [R] BF HAT PR LA AN 7 22 9 A8 52 78 (variants ), o [7]—FE H A (locus ) I
PR DL S50 5 A Callele ) FAF RGBSR .

it Z AR AT 2 IR ANAKOE RIS HIR B AL i 22 A8 BT I A KT gt
s i 28R F7KF TR ZH DNA (228 1E.

7 | BEEENFEREES T

e PR G A 2 M ) S8 i A AR S AS FF 2 — o B RAUR AR T AR B AN L, AT A T R 4 i
Hho RATEAEFEANM Y SRS BE A, AT S A M A R AR AR 3k 25 AR, IR AETE TR AR R
AL TR A AN A AR IR, Herh — S0 T AE M A AT B SR PR R AR, SRl A
Py AR AT AR AT DL RS RRE 5 1 B 5 10 TR L B ol i 5 R ) gt A MR Ak
AN [ i £ 0y 35 A PR 2 AR O AR AR IR, 0 EL A AN [R) W ) B AL 4R 18 1 =R 5 A i e, O
M AR EER 1R T S e 2 2R My A R G A T S AN R R A O R SISl 5 TR AE A A

TR S T W SRR SE D W 2 S B0 st e P 1 KA ORI IR A% 1 38 1% 57 A

( genetic load )o

RAAEAA L A B PR 9%, BIVAC A B 28728 (somatic mutation ), BUARANSAZ I 45 5 A0AMA  (HZ

HBE S 1T AL AR 1Y) 53 BB M AE A QAN P AT A TR IS AE Y A T ( clone ), BN BAT
VRIS AR B R o 2 SR 2 ) AR A S B Rl

H PR HAT R 2 IBAZ SOV DNA 30 Fr B PRI, ToiR & & AR A AR A A P ) R DR 978 i J2

KA TR P A RE D 58, T HA L, 2B b At i) LA PR ) DNA SR 2 A5 81 4546 B 6 A= 4
- R AR BT A — S S R



—. ZME%E

AT 5 PR JRE L 5 PR 54 T e b 2 2 22 RS ) 0 525 T FSREG 3 0 25 (37 6 A 3 2 5 Pl
GAFINZ IE B EAR IR Gl T 57 e (o AR — i PR L (B PR A 7] 272 Sy FC A S P 0,3
A LARAEN 0y B ayvay. a, ZHADS BRI, TR LTI 10 8 25055 (multiple alleles ),
03 SRR BRI PR T ] SRR P L D [l — AR PR | A8 T B B A L)L
I S L . ANFRATEI I A2 ABO I8 R 40 , it H A T 934 35— XA il — 45 PR g -
{9 1 1% 1§ =R (S B D R IR — 2 S o B DR bl 1

—. BEE5%

FE MR OGRS M I 7 B AT, 8 7T RE FRV 0 S & 2708 T I 1 7 Ah—
BRI IR, X TR T AL e B, FL 2 IR AR T — vk s LK I Ak T 2
LU —SE MR I R o B s KPR S 1 (PR A FT 538 W (A a3 S5 o A5 TR ST
5 AT BT S B DRy [RVRE M, o, LT BT R A AR TR L A R DR a3, 36
AJREZAE N aye - SRR T RE VA A A0 T 75 , 6 PR 0 278 S 36 R 2 16 S/ 1 265 AR, 2
BEVR b S S PR 7 B R 2 —

=. FENLIE

S DR A8 AR H ) SR 30 A7 A B — R A% S, T L, % TR T —Fh A 4 AR — A AN AE
faf— AT ZAT A — AL U, 28 0 2B A R BEHLI . AR R R R R TR
(9 A B L DR, A 11 R 2 SR 2B AT AT R R SE AR L . LD R 28 B SR P B 28 2%
(mutation rate ), JEH55E B () — 25 (T 278 S — (ARS8 HC 03 AN 3 e, — i A A
BT R SR R S R FL S . A8 FIARRIL R, R AE i 578 SR S ARAE . B, —
i 25 5 W DR R 98 FR 4 107~ 10755 AR 9 28 24X 107107,

/g, aniEtE

LR G AR SR AT 01 o AT An]— Ty A UL K] #RE NS 1o 58 AR 1 TP i LS5 07 i 98 AR B [A 5 S i
>k, RASRIFEA, i LS AR SRy HAR ] R AR FUIEER /i3 A IE ) R 728 (forward mutation ), & 2 4 7]
2 575 (reverse mutation ), —IHHL T, 1F 7] 2878 2 R IE It i - [1] 52 5848 %

h. Bk

AR AR AT I8, AR I A i b 5 O L A A7 1) AR PR ELA T AR L B P 245
R I IRVEFRAY 1) o XTI LEMPR AT DR PR SCRY B — EL A 508 3 AR 2 X HE W A A
MR BAFI AR, RIAT T o A SR A i 52 A DI v 5 D 10 S AR 2 R 2 B N Rt i e A AR
A D PR 5 R 0 R ) R i A i BB A 2Bl . SR, R PR A A B MR R AR Y
A AR 5 I FAR T AT A B DR AR 20 A M ) A A7 SO SEATT AT R A M B A7 T B . 52
b AR AR S HEARDIRENE DNA PS4SR , I AN i U A 9 5 IE D RE A0

=7 | EERTRIEREE

R R 5 7 A A A9 IR, moRE 22 300 00 Sk A e AR RIS A 987 o il A 2 9872 (spontaneous
mutation ) JE7E A SR %A T, A N T8, REAEAT N AL A A R AL . S8R KAz, rTRE A
TIRIE R 0 SR AR B HA T AR o, sl AR LA s A o 7 A i R e e [l G =

17



E—HbD

18

EFIEEFEM

XL IR B R B R . W15 % 878 (induced mutation) WHEHEE NI T, 25k T
REBRFTF=HE B SRAS o SR, ToIE R 1 R AL , i R 57, IR IS, A — i B N AN R 2R A
TRHEPIRINER . PURRERS TS K 5L P 7 45 A SR ERBE IR 3R, IR M 522 55) (mutagen ). ERS
51 HE R AR AR R SRR LR R e o F A S Ao g A s iV O 2K 7, Jeoh
PIBEA R AL R AR R R A T LRP B2

(—) £Ir%

2N R 5 | L PR A B LT RIS ) — §§§*Wk
SRR BRI A A0 M PSR ) T 47, 2RI DNA
O3 F 22 A% T BRAE BREE 17 471 HhoRH 208 s e i ) — R ARk, I
H LA 2 R R I SRR (TT ), W IE — IR AR AL Al el 2R
T DNA [ JayiBatf, 24 DNA & i ok RNA #5758 —
DX AT, 35 i A A ME X ) B R, T BORT B U EE
B ks (P81 1-1),

(Z) EBEFEBiES

P, 25 R R B S 5 A8 FH e — o R R P A 2
(an X2 Y-S 2R AR vp 45 ) Bl F D e A s s
T3, WIS RE B 5 | R st AR T PN B R S T2 R N, 3
PR H DNA 50T 24T IR BE B W 41405 s Wi 4 et
1Ak DNA J¥51 7 Bk A s HE, F s e (AR S5 A A AL o

N iZAE R, ST AR VE AN S — R PR %) B 5
56 P8 R S AT O, T LS HLAT R 5 B ) 2 ) SR AR
AR U, iR R A 55 /N A — R BRI AN 2 DA
T ORI ) 5t )45 5 AEL A SR A T S A A s 22 T 11 SHMEE R RIS — B ARG
5,98 2R R EAFIEEH , &S RBR A AL EnrEE

= HEEE

(—) 2hgE

F2H Chydroxylamine , HA ) &—Ff JF AL 540 . HAE R T, vl 5 DNA 70§ g mg g
(C) KA 3 WL I IS BB H B AN S BERS (G ) TEH ORS00 5 s (A ) O 25
o BMUWERIEJEAR C-G maER RIS I 1Y T- A SET (B 1-2),

(Z) IAHERRE S

W o] | B 4 5 2 BE A P T3 B AT B 7145 AR PR B BT . N, JRR RS
A B A S BT AR O Ry (H s H M ASRE S M IR ms g (T ) IE R B, 551 C I EAMES & . AN

I fl I
® -

ek, 22 DNA S22 J5 , RV SRR E 5 A T- A Bl AEXT AR A T 98 /Y C-G kxS (B 1-3 ),

|
G

A

¢ HA e A , T ( HNO,)

- —C oy

G G | | ¢ (& ) -
(& A

1-2 ZBZ5|# A7 DNA FEEITHIEE 1-3  WAHERSEMIERS A DNA EXIEE



(=) BEZELAD

A
— ML LS U TT LUE A DNA 43 T | |
A S T A W, 31 ey Sk fam |
5-WIREERE (5-BU) BfL2= 4549 5 T A A Bl 6 c
Vo ) Y ) ﬁiﬁ'l"r’ﬂﬂ)\ﬁl | E‘*‘J
oL, ERERTLIAI A T, GBI G R — e )
A

BHEBUR T, IFEN 75 G BT, B4, & | |
i DNA F9—U A2, 2l R A A-T Bk T i
KR RLSEAR Y G-C BRFERT (K] 1-4), 1-4 WEZEL (5-BU ) 51#2HI DNA RET %

() BEECED

W E N R T A e T3 TR ) O A T
FKALB Y, RS A E] DNA WA R4 BT
G i BRSP4 A B 5 R, S EUR AR
IR a5 2 JE R G R (R RS

() KA FIZEMIR

LeAL R B W R A O RUT AR !
HASERERIE . TR ¢ s OO g / :
FEH G| A Z AT IR EE L AT —00 B, Il v A% (|, C r
Bl Joe B Ak B A2 R & A Ol R i S B s A [
MR . Al SRR A 5 T FOXE, JE AL G-C ¢
2| A-T M55 (] 1-5), 1-5  BEFIS1#2A9 DNA IBEXIHEE

=, EYREE

R RWEDTTERI], TGN EE JHRIZINTE , LU BN TEF 2 M DNAEE , 25 WAL
BN BRILZ AL, —L8 RNA R RERHA AL RAL PR . DNA W RE A7 AE FIALE] , F Al i
A IrIEHE 5 1T RNA JRHEAR AT RESE M H: cDNA 4R A 40 DNA JFHI5ERALA . Loh, 405 il
L P A R R sl A A E L B SR A BT AR T . 1 n, A TAEA:  FORSEVEY i 2
BB A A I T R BT BRI R RO N R A R AR RN R 2 —

B=T | BERZTRIFE

UM HTIR , KA T K BN GAE  HAR FORAE SRR R AT T, 65 DNA F A6
SEA SRR RS A A 5, AT R AR I 3845 272800, o — e P 2 U0 A i S A T 8 2
RAPIRI EZIL

- E= =R
. BRESERT

A ZEAL (static mutation ) &A= 745 AR HP L R 28 A48 R DL — @ BB & JOF BBl 2 &
TACHY AT S A5 AR X R A 326

(—) R

JRAE (point mutation ) J& DNA Z 4% FREE 1 BAANGIE mlmadi 3 %o A8 A0 2E

1. REEH I (base substitution ) /& DNA 43T 22 AT TR EE 1 FA 15— 45 2 il i ol ik
BTt ol e O R X e AR 2 AR IE X R A (] 288 Bl Ak i w22 [ 74 2 48 S A
7] 288 Bl e b i 5 %o 22 [ (9 A B A () IS 22 ] 9 8 48, SRR Ry 48k (transition ), BJJ— R RS
SR 7 P I - PR W i X 0 75 B/ — e M Gl A 7 74 P 4 - 6 O A o ol BBA 5 G SR e I i

19



Comirey EFIEEFEM

o A V7 ) MR - T I el 35 X 5 7 47— v g il s, EL A 7 1 P W - M2 i SR Xt T 8 4, IR 22 g i 4
(‘transvertion ) (& 1-6 )

T C A G T A (G) G cC (M
BB <=M = =N o = ===
A G T C A T (C) C G (A)

1-6 FigSHR

Bl 48 R IO TR R o A 8 T AN S A L A5 S o IR A8 23 R A
X R ANRY T 7 A AN [ BRI 00 o P SRR )2 ) PSR A — I )1 B PO Tl i A X
Il REIE BEANR 24

(1) [A]SCHRAE -t TAFAEBAL TS T AHOF B G, DRt , B kA, A U 1 AT — I (L 4
B OB 2L, (ELI SR | T B P i B ) B R P S SR SR PR AN AL o IR BIGHT | TH RS 5 H AT 58

SRR P Rt R (B 1-7), 1A TR L ZE7% (same sense mutation ), [A] SCFEARFEAN 7 A5 AR N 13845 2%
RUGEAR N o

(2) JCXGEAE : TR 4 1 A 75 G i e — P S R ) — IR L 35 05, 28 AN A AT f] 22
FERR Y2 E B UAA (UAG 5 UGA W98 TE LB PR A T LS 7% (non-sense mutation ), HAHZEAE2x
5| S AR S 22 A B S E o ) B AT 2 0 (T 1-8A), 5 1l 22 KB 10 4L Il #) e e S B 11 TR DI BB 1 S
BRI S BOE S R U A R RN

(3) AR 5EAE  ON BRI 10 & A (75 DNA Zr T i — & R AR B T 5 R LR 4
IR EL BT, IEFP AR T 2RI S 28 11 255 9872 (terminator codon mutation ) (1] 1-8B ),

50 LGRS , 46 1 B SR A8 S AT A [ 26 1| A A 1Y) 22 R B S o ML AR 245 B, R 2 IE I e

1-8 TXEE(A)FILIEEERE(B)

B
il Jiiit .
DNA vos (GCA ==n ‘W oos QOG ooe —tPr{LT* svs QOE »++
l l ek
mRNA - CGU - s CGC -=+ e CGGee-
| o
1-7 BEN=ZE
e ACC e B ACT - e ATG - DR L arr...
DNA ACC THIC ACT A G A
| -
mRNA v UGG *++ vee UCA *o+ s UAGH- cos UAA--
| o

20 7



F—E EHERLSEESESH

(4) 5t SCHRAL « DR A B b B IR 1 S0 1 2 BB R A2 B 1 53 A — PR SR I A 1, A
TAE BRI A T 22 REE h E AR A A RS (181 1-9)0 5 LHEE (missense mutation ) US55, a9k
Mo B BT 2 IREE I DR S itk . ANJRIIVRZ A A G , sl PR T A

A BHRER H HSR A 7E DNA 731 AR 85 1 1~ 2H s A IX I, 5 R 0 ] e A 28 1 51 B
TGN T SR R RS (B 1-10), R PP 1 5L B Az A 35 A 2 3000, 3 ] LR B £
F S0 PR R P AR AR S 494 1, 70 582 ) 0 A P 1, AR DRSO R A A TIN5 15
S YR R AL AR 3 il RNA A D, AU BEIE UE B B9 mRNA 531, iX 3 &
SPECIRESE S RS

DNA r« ACG +*+ *———Lm =+ ATG -+ ‘-—"-—"*-—-—W s+ AAG
CH#ET ABAUT
. |
¥
mRNA i TQC +5 =+ UAC »-- s TIHIC
s l
¥ ¥
Lok - AR o B o RPTOR +»

1.9 sy

IEWBYE

SEF1 HEFL SEF2 AETF2 SBT3
GAG |Gl AG] [ |

e — (c) M —

GAG— [ -
A
GAG [CTorrmmene LAG] | |

|

GAG|ATTGGT..AG | [ [

cacATTC| =AC! —
-5 &

GAG[CTTGGC.AG] I ]

|

GAG| GTTGGT..AG | | |

BN A
AT AR DT BEALAR
LAG

ol
7T 2

1-10 BEEUmMSRE
AL TEF B B SR AT ARSI R )18 A S AT 5 C. BT AT U B R

Ry 21



Chmiibal EFEEFE

22 O

Ei

2. BBERET BIEA (frame-shift mutation ) f&—F T IEF 4L DNA 2241 T H LX) (1) 4
AR, LLE A A A BB S S5 R A, U ) =R RS A A R A R R R AP,
T GAE FLAE I 718G 27 O o S B g i 1) £ 11 5 22 I v 1) G SR A ISR ST 2 4

BB X4 A BB R E LSRR, XS 2505 120 G BUR s AN S AR TR (R 1-1),

#=1-1 TSR AR

EZ eSS TERDSRERRYTLAPES
IEHHEAE it 44 i pi) % PN &
------ UAC- AGU- CCU- ACA- GAA- AAC-  GCU
FHA—BHFE oo UAC- AGAF ucc- UAC- AGA- AAA-  CGC-  U-eeeee
1
FA A i K R& i pi % PNL5 5]
------ UAU-  AGA-AAU-  CCU- ACA- GAA-  AAG-  GCU
i
R R — A fi &5 55 At i P}
------ UAC- } Guc- CUA- CAG- AAA-  ACG-  CU-e-
Bk = AN fi i) w PN &
------ UAC- A | CU-ACA- GAA-  AAC- GCU oo
GUC
AR i i FA 31X 2
(=B UAC- AGIA} UCC- UALA-  GAA- AAC-  GCU oo
1

Fr URIAGLE, LRBRALE, DR A s (i .

ST B AR DR — A B A BB R A A SRR o 0K A A SRR ] 8 2 A
FIRFELL A S HAHEB I B RAAE 5 56 Rl i J2: Ir i A4 A5 28 78 sl HE PN 2878 (in-frame mutation ), B
U SFAE A BB BB 3 B 3 AAEER, ELIE A B (5 S TR A e P A AR s A5 2 122 ]
LIS RS AR A 7E DNA XUE 1) 22 A% R AL A A4 Mg sl b 1 A B =B RS 7, (H A
IR RS HE (reading frame ) AUECAS ; WIARAH A BB Y 3 A BFEXTRAER] | A =B =2 M,
TR R I3 A A B AL ST 54 1 SRR T O, A 2 U HAB B T A Bl 4k
i

WA — I 0 U R A R R A BB 1~2 BRI A [RT N , AR AR 15 22 S Y B — 17
SR R Ml 50 8 AT TRDRE RS BT I8 4, R 5 RS I S I 8 =2 [ A B S A5 i AE A,

AR T AL I AT AR IE R o

R SRALAML Je DNA 731 IR AEZH G H Bz , T ELIE PREIE A 5 5E R AL 3 T A v i

HEPIUF kA . PR, B s & s AL 2 BOW AR S LB B 1) . B2 RE— AWM A2 RN &
UGS B , E e A ek, T fE MU AIN IE 2 i g

(Z) MNERATERK JENSEHE
DNA 73 rpidal e Az /N Be G AL Bt slo8oe M i BOR 81D B9 AR Bl VA

1. FUNRSE BUINBJE (micro-deletion ) J2&: i1 T7E DNA Sl sl i i i i e rh, Be— /v Be

BAPUE R R BORBER BB Z e, HATRERPLIE 7 45 8 DNA JP3 A Ber) DNA 45T



g5 H

B

NE i (S5 Bt s T g Mo, B8Rt — B it 2 5 SCE o ] 2R % L aksift 7 il (sig =) &
Ao T, AT WS G AL DNA BB 8 i BEAE e b fy ks

2. HUMEN  7E DNA R il R el B rp, e — /N Beddi A B DNA 85 b, 25 B3 i
BErPAR RN 7 BOW UM A (micro-insertion ),

3. BHE FHE (rearrangement ) &4 B9 FHLHE 24 DNA 43F & A WAL LI WS, BB A%
A T2/ 5 TR s 38 42 , B A () P i 5 B e A S ke P 45 A Wy S8 i 42 , AT W 1 Y

Fr BRI

-_ - SRR
— . ohAET

AT — BE A B R 32 st B ) e o017k B R AR R R AR B . T HL, 3
LGS — AR e AR 338 R ORAFAR BB RS, B IR S 8 . H & 20 4 80~90 44X,
Bl X NZEHE KA DNA F7 9 20 B0 B S5 R IE S0 F I ISR | A BRLRE 26 B DRSS PR 1Y) 5
W BB IR A, J2 T DNA 3~ 5L 88 BRI E 0 7 47, DI H o i DR i 71 ) 36 7 47 )
SRR BERE Y A PRI R AR R 1Y E A BT RS AR SR A% s T A
AR 1) BN S AR BON , AR A 32528748 (dynamic mutation ), 18 S A 58248 5 [ A8 , GEFR
NEMEHREEY 1 (trinucleotide repeat expansion diseases, TREDs )o

Ban , FER A PEZE BB R IE R M X ZRGAERE T H X e afk 273 IAFEA A TaE
1) 5 Wi S4ME R AL . A FHBR G P VT Pse TEAT X Yo AR DI, A5 SR 2 ME P 76 P9 A BR )
PERED R BL. P9 o Bk B, SR R BRI PRI 7 Be rh AR R (CGG ), FAZHE DUECRT 35 60~200 45
MAEER AP 6~60 4>, {H(CGG) , PRI P2 215 5 AL 025

F1-2 IR 1-3 P a2 T DL = AR R B R B A R A R AR AR S X (TREDT #L) 1
eSS IX (TRED2 BY) FrEU 700 S HAHOC AL AR e . B BH I o e € SR 1) AN S5 A2 i 5
HI P W RUE S AR, 2 R EOR A S AR RS ] BER A o 5 A= W pIL

7 1-2 TRED1 BYRmsa9laRAEEF4HIE

g e RER ER ER ER RR X8 an sagm
B0 EfL EAL it BE  EE kiR

HD AD 4p163  HiIX CAG 6~35 36~121 C>Ff huntingin  FEIFEE,
i)l RS

DRPLA  AD 12p13.31  ZkSIX CAG 7~25 49~88 AC>Fk atrophin-1  MIZILTENE

SBMA X #Mi  Xqll-q12  Zifisx CAG 11~34  40~72 AO>BF MEMEZMWE sz
B

SCA1 AD 6p23 iy [X CAG 6~39 41~81 A40>F  ataxin-1 [ At 1 oA
N R

SCA2  AD 12q24.1  ZRi%IX CAG 15~29 35~59 AX=Ff ataxin-2 ANHA

MJD AD  14q24.3-q31 ZRfIX CAG 16~36  68~82 A=K} ataxin-3 A

SCA6  AD 19p13 i IX CAG 4~17  21~30 K>} hiEiE A

SCA7 AD  3p21.1-pl2  ZwhSIX CAG 7~35 38~200 A>T ataxin-7 N

PMED 19p13.1-p12  Zifih[X. CAC 5 6~7

OMD 14q11.2-q13  Zmi[x GCG 6 7~13

CCD 6p21 HfIX  GCG.GCT.GCA 17 27

syn X GCG.GCT.GCA 15  22~25

T :HD: Huntington 5 s DRPLA : 44 IR #% . 45 11 BR . M T 4% 25 25 SBMA : 5 4 UL 25 4 s SCA - 5 i /I il 3% 5 2% 3, MID::
Machado-Joseph Jp ; PMED - B 4K B & & N4/ 2 Kk HE i & B A K ; OMD : IRIFHAEFE A K (oculopharyngeal muscular dystrophy );
CCD: Bl 3k i & F A R (cleidocranial dysplasia );syn: 2248348 (synpolydactytly ); B8 : o1 A HL FEARASE I 5530 18 7 FRLAV

RS

[

23



Chmiibal EFEEFE

2% O

7 1-3 TRED2 B&mRIIGRIIEEFAFE

seb 3 =3 = AN
BEE ik e e 58 R N
EZ iy EETEl BEXRE i . EH TN
V= B =~ BE  BE  kE =
DM AD  19q13.2-q133 3'UTR CTG 5~37  >2000 4¢=f: DMPK DMPK RNA
b S Eriay
S
FA AR 9q13-q21.1  W&ETF GAA 7~22  200~1200 A=F} frataxin ZR{RIE
MES % TRUNR]
s Fw
FRAXA X JE# Xq27.3 5'UTR CGG 6~52  200~4000 R FMR1  Zfild
(FMRP) 5%
FRAXE X #4i Xq28 5'UTR GCC 6~35 >200 B AB Al
SCAS 13q21 3'UTR CTG 16~37  107~127 #>%
SCA12 5¢31.3-5q32  S'UTR CAG 7~28  66~78
PME1 AR SUTR  12bp EE  2-3 30~75 =k

0 FRAX : itk X ZEG1E ; DM S FL L 75 A8 B FA : Friedreich 556294 s PMEL : HEATHENLMEZE MM ; UTR : JERHEX

M7 | DNA R{5HMES

BAE AN B R AR iz s)
B R EAE R IOE X MU A RN E
2R F FRETH A SR T8 38 I DI RETS SR &, 1M

XF RO R 2R AR 40 T, AERF DI RESS
P A Sy A, FFE 2 A DU CRESE 1 A
FARAPFIR T HLA] o )3z M A T HAZ M A )
TR B IEAE Y AR 1B S R G, IR I F LR
DIREPLHIAY B AR BE (2 —.

—. ZHMS (2RI DNA IRMBIEE

LN R S B DNA 354403 , 5 DL Al S A
DNA [R]— 2 A% AT TRBE L ARSBI I B i ne A%
PR 22 ] B0 S A i 42, T IS e e e — SR
('TT), T ™ EE 520 DNA f4 [ 3% & 6l Al RNA 5% 5%,

XU AN A, T L U R TR A

(—) KEFEE
290 N 2 i A A — R AR IR B S T Tl AT

UG T BT  ERENS R S
SN BRI TR RNE-DNA B A AT
TR A Rl A, SR R A T A
RS LA EIIREEZ M DNA L L
X — o #E B A& 1518 &2 (photoreactivation repair )
C(E 1-11),

Pl U el ]
@ TGTCATTGCCGCAC
A GAGTAAIC GGC BT @
IIIIIiIIIIIIJII,
UV 5t
/jw’ MR R
L1 L) T 1 F L 1 1|
@ TGTCATETGCCG CAC
ACAEC TTAALGCEGEE 6§16
IIIIiI}IIIiIIII
HH I RS A L
- AR
[ gl b AL Wik L J L]
TGTC AT=T G CCGCAC
® A C A CYoA e 6 6C 6T 6
IIIIITj]IIIIIII
SEI
".r*1r;
FT 18 1IN /T ETTTT1
@ TGTE ATTGGCCGCAC
A C A CHAMESC CCCT G
IIIII]l ]
ﬁﬁﬂ*ﬁﬂ
N T T A O O L O N O
® T'GT CATTGELCRG CATC
ACAGTAALC 6GGECGTG
N O O O 0 O O o O I

111 KEEEEEE



(Z) tIbrMEE

YIBR1E & (excision repair ) IRFRIEEE (dark repair ), A TG E M F , HAGE R rh ICA0GRE
IFE

DIBRAE 52 % A 1 DNA S 2 i PR, 208 52 0 R 2 A e 1 A% R 9 DD T8 \DNA 3R 25 i i i
M2, BT, E R m IR N IR TE R NE — SRR 5% 3" di— M Re o8 FR07 , VIWTIZ DNA HL
B, IRJE LS A IE W BE AR, 76 DNA SREBEIIVERIT , & n— BOrH N A SR B ik 17 471 - BEFE
Hi DNA JEERGED] T ARKORT & 1 i Beiee R . Bl , B R e AL IR S MOl 7E W i — 24K 57 3t — ]
FisE BRALUIHY , BBREAT S W E SRR — BRI AL P 81 i B 5 Z W), DNA JEHeRHiE LT &
T BETE G AR S5 WA S B A0 4, SE o540 DNA BB (181 1-12),

(=) B=AEE

BB E (recombination repair ) J& & HEAE DNA & i B 2z A A A i 58 2 G B — RPN 52 4 Y
BRIE. oy X MBS, RS M DNA 73FH i — > BAT 52 0 W 45, Tl
A A WHRIRAFAE T 93— DNA 43§ th o Q& 1-13 fs, AR M RBOS BRALHLE : ORA
147314 DNA 43 Bt @DNA & il et 35055007 , 758 G BUE A4 16 R0z B R e 11 5 5 22 [F]
i}, 53 5h—A> DNA 7 FARLASE R S ] Gl MR N IREE S22 1) DNA 73[R IREEDI ] T2 A
— 5 R B A B @30 DNA BT F8E LB A IS, 28 54 AL ISR LAVR AN
B R S RS B D) —A> DNA 43 FR9BkE [ OFF DNA R4 R AE R S5 EHR B H
B,

< > ‘—l—l—r—r_r_(’v_\ﬁﬁ_r_r_l_
LIl e =220 La U | ®
@@ TGTCAT=TGCCGCAC NN A G AN N MO O N A N Ol
ACAGT AACGGEGCGT G
[ Y -
bl_l_l_l_l_f/‘v‘\!_v_l_l_l_l_
Y5’
TIT el ITTIT T & ———=
T ¢CTCAT=PC CCGCAT
@ L CAGTAACGGCGTG BB EREE TR RBREE
| I T N N A N N (N O N
I I O B A
A T=TG ¢ ||Illll/‘v\l_l_l_l_l_l_
& c
&y ®—'_'_'—'_'_' At
[T TTTTTTTTTT T e N
®I§IE::“:ESEEE:E ARITEEREN . “EEE
D [ (O ) G G 6 {0
||||||r/-v\1_v_l_l_l_¥_
AT'CC I 11 1 1 1 1 v -t & 1 1 11
C 6N @
[T TTTTTTTTTT1 [T T AT T T T T T T T T
TGTCATTGCCGC CALC EEE i R EEEE
@ L CcAGTAACGGCGCTEG
[ I I I T I O
||[I11[|||]|[| I S Sy S S S S S s S Sy S S
TGTCATTGGCCG GG CALC ®
®ACAGTAACGGCCTC 1T 1T 1T 1T 1T T 1T T 1T 1T T T1
D (T I O [ A A O O D 8 Lol bedd ) ]|
1-12  BEIE—BRRRITIRE STz E1-13 2EEEIE

25



Chmiibal EFEEFE

26 0

A MBS IR BERE DNA 4507575 URAR IR, (R 280 Z IR I 2 ), SBT3 45
DNA AR B U], TR 2 —F Rk S8 O RRIRATE

— . EHEEH5#ER DNA Rh 5128

X SFEAEXT DNA B/ — o B SRt et o BROLERERGI iV E TSN, 1134 T i
A XK P S ST S 1 ) M s PRt A S A 10 P A i A e 0 T B
79 DNA Uk slOUUEE TR, i BER SRS A2 el o) (A5 AR R IE . A il By, =l 5|
ETIEMREIR . T H B R AR 09 52 241 DNA B B Z AL A T orid 28 . LA 2448
JURES R B E IR

(—) BREE

DT R ) — MBI . TEIEFLAE T, K2 2 738h 2 N R RTAT 52, T REAIAIL
i - 7E DNA ZEFERGERIVEIIR , B TITAY DNA BABERT UE T4

(Z) =

BZH—FMES, A — 28—, 78 X S IR E B dh 2 I, iE il s B 5
P I8t B BT R BAEE A 90% BB . DU B FTRERT 2L DNA RE TINS5 . oA, B2 HAERY E.coli
ARSI R, R X ST BRGTIR L RaRlr 2 A 12 R AR

(=) 181gE

R EABE RGEX B IREET LUE R AW 2L 5E M ME = B B o OB I LR X
Bt —BEEOUT , 40 e 8 1B S A TE)E 40~60 2351

T A7 AE T2 M AR N B e M B e =R 5L, A — 2 R LRI 1 g e W BN iR 2
P, BYE R T AR RS B A i 2l (B AR HTAR A R . R BB s RIE R, A s
XA SHABIE 8%

=. ZERESERESE

RAEBRE RGBSR Y R i BE L (AR BRERGEA SRR Z B e h .
RMEE RGN REIE T HEA T, I, t T e i 5 S RO S R 5  (T5 R 2 LA%S
MIEXAFAET AL T 255 W R R G AP IR R AT T AR IIE A, B S BUR AR 2742, I i)
REXTHLARE I fe o 38 1-4 Fr5 28 (1 /2 I DNA 50318 52 816 BT 5 30038 43 o X 8830
B Dy VR MM MG AT IR SR A" —E T LA

7#=1-4 DNA IRMBIEEHRIEFRSEBIEBDER

e ISR ISR EY
T R e IR it 1P 8 3 YIRS B A A P
Cockayne SHAHIE  HOIMR/N HHES A U840 A2 DLid . B 5IB5 10 DNA

BHIET

Fancino 711 LR ONEWTE R AR E ORI 8 IR 5 A
Bloom £ A1F SN ARG SR JEHURYE  ReoQ MBEMIS ML S22
Wemer SE41E  BURSEBAGHHAE b B0 RecQ METERIZ ISR 5725
SEVECTAEBANN /NI IR RO B AN T3 6 DNA SR A0 L 1k
e e At AR RS, 5 IR S B
IEHEAE LR B RN, 5 R 5 it DNA $ 0365 3L 2
B




BHT | EtEESH

NS AT RIWTFE R AT M ZOC R RN Z (1] 99.5% BIRZ DNA AR EAH IR Y
AT 0.5% ZeA 7R 225 89 DNA FPa it il 1 4 N R s AL 4180, OF ft ks 1 MATRLAS [ fi
P AR A A S AR A W R GRS A TR Y By SR, T AR R PEAR FHIE SR T ZARKIK,
RERI A Z T AR B 2251

—. BEZSEHRIE

QIETTIR , PTG 28 R AR TE [l — R b B SR E AL PRI [ AR PR AP LA AN S AR S
AL, B fm]— R A E A DL SR R A R e G o AR S — R DR AR S R PR DNA A1 S
TEREAIK IR B, FLEAE AR BIATR R T 1% 928 SR, TEIBBUR 515 , SI9FR s fe 248508
TR BREL BT/ N T 1% B8 S48 WK R A 28 55 (rare variants ),

EZBMWIG o, ZARMMNIER, R TER WA S, &4 THFE 4 DNA L4575
(B8P NS & 751 2S5, — AN e S R I 4540 5 D Re , AR &7 AR s AR (R 3R A . H
A BB T b 17 51 R 750 A DNA AR S, 5 a] 77 Az 25 Fhvil (AR SR, X838 0 520 RNA 15
SR, NI BOE AN W AR A 22 5 0 XTI 5, DR 22 SRR 20 10T 9 2 A ANE , DT fBR
HUA A%

—. EESEHNERRN

(—) MEKF LRORBNMINEE S SIS

RAIVEIR 5L 22 SR A RE TP AN RIS 22 ] 7] — 3 AL PR R B 22 S, A N3k 2 TR 1 3
., RIGALIE R Z 5, R T— 4RI S A A HE D BOFE T

(Z) MK FE LRRBINEESEML

PO R Z B MRAEMRE P 2% A LA A R O HOE SRS R . H R ZER U R AN
FERB G R B A RO, AU S g (LA R A5 AL S g (5T DI, PRI, JF NSRBI
FRH R R BN

(Z) 9FKF LA DNA EfeZEH

NRILPIL] DNA I H Z R 2 AL 7 TS AU 2. ARGE R B 7 FAS [R) 8 1% 2 451
)53 F- 1AL SRR AE , 1 0 R BRI 1 i B B 2 251 (restriction fragment length polymorphism, RFLP ).
BH AT AR 14 B2 BX B &2 (variable number tandem repeat, VNTR ) A BB E JFE A (short tandem
repeat, STR ) Z &M AR R 2 5% (single nucleotide polymorphism,SNP ) 55 Z R 47, B /F
HBAEHRC MTE NI A B P AL A AR SC T U A5 LA 2 N B A R

1. PIRERSEMN  hAEHE Y] DNA 90 SR 1 540 s FIr T B i 78 5 5 SR A o0 B
WL AR 2 R BN PR AR 2SR — . DRI, AZREEAIZ DNA P12y
1 000bp WA —A~ SNP, i AL 4] DNA Z8 MR 519 90% LA 1.

SEPRIZH DNA AT B AE T 2 A28 S T i PRI, SN BUE T 47 7 T 3L R 9 3 1 40 910 2
WL IR BRAEAE i P 8 2 b o ARAE T8 L 4B e 50 A0 i b ) SNP XBEFR A 4 fith SNP ( coding
SNP), fiFk cSNP.  H i, Z B SNP A 100 000 4747, HAR 30K AR GRS IF I 20% o IS
AL PRI RBEON M55, cSNP S DX 53 Ry AN U8 2 i 2 1 2 1R P 47 2 1) ] LSNP F ] gl iz

LI IVRAEIR] SC cSNP PIFFZE S s — 2 i 5 U BiI45 8 50% .

FIRN DNA HIBRFEAT 4 B, (I SNP —Ji HUA 2 4> “S5 027 01, S B0 “HAERE R B9 “XL
SEALIET (biallelic ) 2245, J£T° SNP [ [ B4R, AR — R e Amic, & W BRI T X B2 201

AREGHA 35 F 73 AT AU ) 22 DR L S AR S5 R I

27
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https://baike.so.com/doc/661921-700712.html
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EFIEEFEM

2. SEBREERYISEM AR TAE DNA (microsatellite DNA ) 22440, 2—25L) 1~6bp A H
5T R A — BTG P/ VT 100bp 1Y DNA 548 B W1(A),(TG),.(CAA), .(AAAT) o

STR Hi7E TR Ll A Yt fi - (AAR/D R BLAE 4afi® DNA Jpglrp, SR &2 754
DURCY A S, A B s AL 2225k, 111: D1S243 . D215190 . DXS1068 43 B T 1 5 .21 5F
X Yefa ik i STR. ZAANEIFEH FERY STR 43045 A e, RIT o — AN AR A= 924 FAiE”
JREN DNA #5420 ( DNA fingerprint ), B PAATE A A TR 3 B A S8 58 ) i & 2 KA

=. DNA EESEHERRIZ X RN

A Kisifl Z 8 MERGR 2 ARTEXT A SRIBHE R MBFIE L A vh B S i s R R . Bl
KA TIRAEFHIBESENES T T 8% A ETE U, IR SRy — R Ay SR F e B8R
FBO TR N5 B2t 7 K AR GRS E U AT 2 0y

(—) fEJ9EfEtRC

YR 22 DNA J8t4% 22850, BOH A B I JC B A9 38 AL A 3R BN, (EJ2 20 REAE DI E gt
R E G RS — 7 B DL A R PR S B30 /R B 1 38 AL AR 1C ( genetic marker ), 38 b 7% 4 43 BT 5055
PLHEDR IR AT , EATHE D B G (B A2 (L R A% P ( genetic mapping ).

(2) REEESH

DNA 845 Z2 5 VEREAE 557K b4 7 i R 2 rp i PR ) A [ A3 JE 2N /] DNA R B ZH Al
BERRE AR R WTHIIERLE A (gene chip ) BB ER

(2) ZEZFEE

HENTAEANZE DNA Z MRS EUR POR T S6Al 2 E 1) DNA SR SCIRT3E , DUH & iR 1 e
RIS A% 1 R A 4 AR P T A b 1 ] 12 1 2 (R AR SRS E o

() BMEmAR

DNA Z2 35 Tst T B W B3 o — 7T AR B2 57 , A 2 S S S A 2 A
RIS IAE AT RV LA RORRIE , G LAY S A= RV R 75— T TESER AR T2 9341
A 1 DNA 28RO, A FTREVE R S BB SR B T B PR YIS IR A2 T

2008 4%, f R SE R 0 R A 4K 70 22 5800 R AL S [R) A 3y 04 1R B T AR 20 1140 (The
1 000 Genome Project ), B EIE IR R A AS R RGBSR B AO BE R 4H DNA , 26 BT e R B
2N B AL 28R, 00 H T 2012 4F 11 A A I8 0 W AL 484 7E i
B AR NFEBE R T TR SR AR L 1T EL A A PR 20 27 N ZRARE 5 i T 5 ot
852 R B ARG ) AR A B 7 I ARBERE 1 I8 S A kA

REING

LR RAZ T 357K F- b DNA BBAE XS 45 e 51 4 K i 284k, 2 A= ) 5 ol A e Y st AL ik 2
—o EAMURA TSN, T K AR o R AR S AR B4 A R TR R o A 1 A A

RS URRAER, AEAE TR RO B M L AR IE R A K A (A R 453
 RIERE RIS . URRRNE T LR G4 RSN IRBE IR 3R SO A ] . AR5 IR AL A
- GRS RS AN R A A 0 AR L R a8 A R (¥ VX T 43 S B R 3R AL
BV R LR R AR BRI 5 I A A 0 5 (R B 5 ) B (ks |
T THE) RIS 5 A X DNA 1945 Fh G A5 2 A 52 B A6 52 B 9 e st S 2F 20
R 22— 3R A R PR S AR SO, A I R B IR £ A B4

(% 4)



BERR

1. 2B L B AR ) S B

2. FENRAA ML SRt EE R
3. JAF AL DR G AR AL 5 4 Ik 5y S BRI A A A 7

VRN
=]

4. fraRBfEZENET BITREZBIEA A e MR

X7

-8

BERRESEESZEMN

Ry 29
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E-= | HERTNN TR

[FIES]

ERRERRE ARG #FF WK TIH
AR 5| R B 2 FHLHL
REEOMSTHRREEZN S ERERZEEX R,
Ae 27 RNA By F# 28 B R B R 5 RAHT K & o

M w -

240 0 A A R N S BE B BEAS B, SRR 200 D PAY 5t % L A 0 R, 8 1 U S P D
(9 BRI TE AL . e 2, A — U A= A i SRR i i A (5 SO R AR BN S H R A
[FIZSF R AN D REARAS o DRI, 76 LA A2 D3R D 5 S P sl T B R A i o, R PR R 1) SR 24 i
BT A ARV R A R A 1) 22 JIR B v IR B 4 LSURUIE , S B0 SR A5 A AT RERY
S5 73 A0 ARGRAS RNA AL G2 [RI A A GBI S B0 H R AR 0 AR H SRS M e
OSSR W5 R AR S A 20 A 31 3l 00 S S LRI AL AR A Bl

F—1 | ERRESHEORERE

—. BERERENEARIGENRN

IR AR 33U A R BE S B R I EART
ﬁzﬁa‘z%ﬁumwg%mﬁa HBRIRE m;m% I ﬁmlmw
HAT TR LA R S5 B 0 5 137 3 PR 3 36 46 v RNARRGEHE R DY B 57 |
(E2-1), SRER o X]E"ﬁi’%ﬁﬁ[ﬁl

(—) ERRZESHERRFEER | EARHREESR |

F 42 U1 HE (loss of function ) J2& 5 5 UL 1) AR () ¢ FkAM
S S S B IS A T R |—>* .

BV, FEFHZAE ] KA AL 941X, ESs el
AT R AEAEIE R T T X i ko
TN B A SR L SR I RIE
HINRERITER , THTH 5 X S T (i - SHI/ 5
IR R AR, IR B —
PSRRI £ B PR D RE B (DHHBL)
DR X A B 25 AR IR AT S R R 241 ERRTSNEARELS EHFEIA

U b k. AniE T X ZR AR T

FMRI FEPAEGRSIX Y CGG EE Y HEPTEL, M H A A 200 YRE AT 38 ik A AR P Z 5L R Y
- FRTEOR. FERBR A A B RAl Ak 2 Fh, BT SEOE N i 2R A BB b —F 5 # 53
SERAS AR PR SE B . U o BREE LR B A Tl S B L & 1 (Hb ) Bans Jif JLKBHEE S



FIE EHERTHIDFRE

N (dominant negative effect ) J&:—FARFIR 1 2R A IR £ R RZ T, fE—XT
SRR, QR I — AR SR I — AN B E R, BRIR b RIE 5 AR K 1 D) B 58 e 2k AT
TRE 2R DIRE LT BB AR A S o (BAERERRREOLT , S R ML A BB AR BRI RE
IR I3 — A 1E R A B R H AR BRI RE , 3 b A 1 BORE LA AR i TR AR O P £ AL
BEo A RN i 2 SO A T 2 SRR SRR o e I P i PR A S B
‘B A4 (osteogenesis imperfecta, type 1,011 ) (OMIM #166200 ) 5t [ oA 171 s U85 A9 i P 5 30y it
o CATRARIFEE 2 2 4 COLIAL WAL 14~ COL1A2 BN I ) — BB e , IR IX 22
HT G-X-Y =ANEEERR E IR AL, Hoh G (H R /N Z LR , HAL TR ER r A2 B . a9
SFECH R A Z MR TR, 50T BE S 8 i AR ) R 254 , 3 T oSO e i 2 A ) — IR
ZER TR .

(2) BERRTSHEARAEEE

IRAFINRE (gain of function ) s /b UL RE PR 2848 bR 8 L B RERY R BB 0 X T — M ReERY
BELRI 7, DI RE IR AR MR B WA 1 LA P67, 3145 ) BE o 23 3 R AN B 1E A BT RE 1
AL, IR T BRI &L . BRI B T2 Down ZEA1E, 240100 21 S Yk EUERH B3
BT RZRSAEREIE . SAFIIRER T3 — T e PR3 PR % DU o img 4 66 AT i) D e o , an ok
JEI RN 2 1 22 (peripheral myelin protein, PMP22 ) HE DX iy T4 17—~ % DU T 3 k- L2 4
JETA B ( Charcot-Marie-Tooth disease type 1A,CMT1A ) (OMIM #1 18220) Iy & A, 3X 2 —Fh i i LI
WY BRI Z — . PAGIIRERYEE =B R R A RS P L AE B R SR . 40 Von
Willebrand 35 I 78 (OMIM #193400 ) (9805 3£ [ von Willebrand [ (VWF ) #7478 £ Fh 5 E I 2, Horp
REBGEART RFA KL AHZA 17120 B2 BB 5 AN IR A G R AL . 502D it
FBFRN VWF VR WS &, e VWE 5 i MR 255 B8 WA B 5E o LA
IM/NRZS RS VWE B8 25 G Tl AR 2 ok, LSO REE2 il KB T7 10045 P9 B i & #0 1 in D g

(2) EERZTFEHOEAMIK

1 FEPR 28 A8 2 5878 B AR ASHr IR (gain of novel property ), JEK T 5828 85 ORI . 191 andie
ARAMHEIFT I (sickle cell anemia ) (OMIM #603903 ), K B R F4 3L A A 45 W 246 B BR B I IKEESE 6
1A 2 R 4 R AT I — R A S W A L ZL AR 1, | T B i T e, S I 212 L TE R
TR S I BESR AR , I 200 o B R A2 S Bl T AR, [RIINFRRARS 1 2B A T 9P . SR 2140
Ji 36 3ok B N B Al I AR 28 2 S A, S B0 MR LA 2k o ARk M- HbS (A4 RE )
REZFEM AHARAT T A ShEER AR IO -

() EERZSHEARKNTWE

A PR 9 28 5 Wi 5 DR 9 351X ) 3 31 S B80T A DR A A3 224 ) I T B A AN 2 ) 20 i P 3Rk, B
FIT I S 507 R 263K (heterochronic or ectopic gene expression ), WIAE o BREE FIFEH T ¥ H57E

5 LI ks, AR AR SR G e B B ARG LI Ik, A A Jr ik BTt dF o BREE AL
FAER Y X ) R R G AR U AT A v SR AE ) A SR Rk mi 38 , S EGs L MR LI 2L AR R S F AR N & 2

= BRRZESHEREREND FE

PRI 725 U DA F RN D RS 36 1 LU AR LA T 5 A7 1 - DS MR DG e P Y
A G 5 S R AR 112 225 5 (B RN 11 R 7 40 M 7 5 O R 28 11 5 30 R A
BN PR 125 £ S 1 S RE IR P15 T 5 D R M T B HO M PRI G5 A 2 AR i e 53
T A7 B o N\ MR DR 52 S 5t e i 2 2 A 020, R A Y B 2
AR FAT T A

PR 728 2 B TR A OIS LA AL T 922 86 11 (mutant protein ) 9 JE VUL 26 PR 5 25 ) 245
SRRIFEIUG R HEPIF A — i o LA PRI HL S 00 I 3 38 R0 45, SO o B 3 06 51

Ry, 31
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P : DB TP T RNA I T 5 55 LS S J B W B4 s B8 e U 1 BRI WU
FA B, DTGt 2 1E 8 DI AR, RIS 9 J5UR M 3515 (primary abnormalities ); (58748 A B4 M 5
U HE— 25 22 JINBE Y E R RR A I, T id i T 2 IR i) B e 5 e A8 15 L
ZE 38 0 A TS R I DR s R e S B — SR B RE R S o AR TR P AL
Jo B W2 4k e P 2 ( secondary abnormalities ) (F2-1),

%= 2-1 ERERZTSHENERIIXR

RIS RIAT [FRMIRE Sl PRMRE J il
AT IR T 5 sk RNA GYY] WiPiE 0 GstfEtEss SRy S0 ) BRI
JLILAT 8 PR LT

mRNA B iy AR I R IE T S ) BJC PSR

EZN AN B LDL AZ{4&%e7E 2 78 WIS &M Ehlers-Danlos 551

=Yizsi g ARG . T B b WHNRAEHWAN  Zellweger ZEATE AU
VA A AE 57 U A7 ) IR 75 A2 e

T EElig Tay-Sachs 4 EEI SO R S|

(—) BEERTZINEEHRENS K

1. BEREEMHRENSIZOEEROGE  F A& M E LS G A5 i 5 A7 2 Fh
RIVE A — BRI AR FEOL L A U 5 080 . 1 B - He P A i ( B - thalassemia ) (OMIM
#613985 ) 170 73 it A 2 8 28 /0 1B R B-BRAR Y B i, o B PN 58 R S B B8 2R 1 B B A
B S B, s AL v iR L 2T 28 1 FF 247 76 JE (hereditary persistence of fetal hemoglobin, HPFH )
(OMIM #142470 ) SiJ& R 5848 P BUR LR ARG RREEERIE TR IR IR LI 2185 1 S

2. BEHRAMRENSIZNEDRNEGMA AR E N FERIEAERZ AT mRNA
R BTG A, BRSO, PR FEA0 R 1005 i B RRCR A I A1 i 2 B 1 o i) S R AR
B, MR X 25 A 3k BA T AR FHoCIF s A E IR - SO AR DG R 28 o A SRk 2L
R R 3R R A AR (AR RE S M X L 8 1 A E DI AE . S PR BRI PR (acute intermittent
porphyria, AIP) (OMIM #176000 ) f&—Ff & Je (oA i M35t 4956 (AD ), BUR B E ML T 119233, 424
TR 90% FRARIIEH AL 10% FE30H [ 8 LA B ASEIR .

ERAENT, 8- Y-Hi 2 (8 -aminolevuline acid, ALA ) & B AL T 22 5 353 CoA 4=
B ALA, F5% 46 4 I {7, % )5 ( porphobilinogen, PBG ); J5 7 ] 7£ PBG JIi 2 i AF 1 F 3% 9% 45 W1l 21 &
(heme ) (&1 2-2), AIP (855 i1 Tt= PBG B2 , (4 M P9 9 ALA S 6RJFEARE IE H #4205
FEUMLZE &5 TR LR TR SUsPE AT ALA & Rk, A2 i ALA AR (3R
SRR R AR A R BRI R R R o (A B AR R T R e g Y s s . )
an, 240 H B b 2 sl i e A 25 I, PR P DA IMLZT 28 R 3l 2 1 A ) vy TRl s 2 5 T 259 AR
FECMLLZR PTEAERS I K & b B S SO S I ALA (96 L. PR, AR SR B IR 2y
S AR A 1 BB = ] B A A

FI 17 AIP J2 1 T ALA & 180 235 5N T 20, AH AR A S R K12 PBG I 22 0 e [H) 326 ]

e

I R HEE A AP
HZ PR+ BEHIFECoA
iﬁ@:. HERE, fL S
Il R B ATP: 75 48381 LLS sl 22 RGEAE AR
E 2-2 MIRMESMEEEREINMER R E

A o
ALAGTR o o1 powppp— D ¥ L (g~ = 41 3




FIE EHERTHIDFRE

(Z) EERT5RRINAEEREIIRINEE

1. BEERENEARSWIERMERE  HE 52 G R E 1) Z IR 4 A 5Ll B
B = ZEST A G, 2 HAT R AR BRI RERY A 2 451, e S e i 1 B BEAR S B ACRRAE . i 2R
BRI G AR A5 A A T R AT RS BUR U BT IE H DI REM e i sl 3 . B WLIIE U2 A ik
A ARSAEB K XA TS LA DL A AR M BOs 7K M 2 R e W P S K M 2 B Pl A
BCE TR X A B BRI Z IR R, (il A 5 A R B 3 Bk X J ] Bt , S B0 1 4
Fihe e VR PRI DI REBULE o A S 1 BT — 2548 R B rh S BERR A ) S T ELARL Y S
IR B AR 7B A, BFFE R T, 20% DL ERYIMEL A Fe e T X — R 58 . IR ARTEAT A=
TR BT S F R |

2. ERRTWEAREWNMEMRE 6K ZHEE A BERIES i e b sl e 6 s
WL — e TN T ABM A R D RET 2L, AR 280 10 & AR A2 O 8 A I i
I T AR R, 4 PR MO R 3 T AR B A IE R A5 T B, AN Ehlers-Danlos £Z5& 1174 (OMIM
#130000 ) J2& H TR 2 I F2 A i O 20 i PP A R R s, A4 18 e 5000 B O 2R AN RE IO A T 3
JE D 53— TR P9 2 422 B, TG T e 4 B2 2 1) 3t D 2% 25 ) T U 5 B, e 28 | R 45 4 1 2 A 45 R 1k
HIREE L

(Z) EERTZINER RIS ERL

ML EE A TG UG , B 25 R IR I A EAR G378 , B U 1925 () AG 2 4 14
W, IR E ) i1 B 1Y 23 R 8, A R A HE W A AR BRI RE . Horh BAT AT — A BR 15 K A
1, #R Al BE R F BRI RE R 5+ o

. INERREMENIREAR R ETRE 8 AR N 2 (7, & i 22 JIEE 1Y) 2 IR 4 L

PO TR E Y o G — 2 ey 200 A% 35 PR ) RO AR A 2 (1, 7 H: 22 IR Rk o 1 5 A — BT il 2ok
JIE 7 R A R IR LR Y 91, R T IR 5 (1] 7 81 (leader sequence B, targeting sequence ), X &£ 2k
RLREE U8 T TG 1 o AN SRSt S R 51 A R D) 2B 98748 | 3 25 R UM DG I A A 2 R AR 2 11 7Y
= PN A E NI} AU ESIES % AN ST 21

FH LT 2 JRAE ( methylmalonic aciduria ) (OMIM #251000 ) 42— i 42 AR L R (AR ),
e TR PN B BT R e A 3R JE AR 67 i ( methylmalonyl CoA mutase, MMA-CoA ) =, 15
H LN EE CoA RNEEFE A MIEIAME CoA , 1 1L H JE N R ( methylmalonic acid, MMA ) 7£ 2 ki 14 P (1) 3
TR, R, 120 & A DG ELIE R K2 MM A -CoA 725 a2 Bk v S K e 41 1 &2 i i vk 21 ke Hh
BRI BN BB AL R4 (] 2-3 ),

.\\ /
e ‘__\>/—L a8

AAAAA

MMA- CoAZE {7 ¥
Sy (HESK)
NH;

e
(T4 uIBk )

MMA - CoA A5 {v; fiff

LH’EW‘ECAEF CoA
i O Ao Chl

2-3 MMA-CoA (U 53RIAlE CoA RIGE

N, 33
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EFIEEFEM

. HINEHRTEMERREINRRERIE 5 RSSO RS e LA, 5 —2
TR B 10 7 2 FR AR RS B S B T e o LT A PN P P 7K f il R 23 1o 3 — L
il SEBH M Nz e A . IERIEOUT R K IR ARG UG B e B AR B A T R b
HBE AR 11 5 20 B 2w R AL T IE W 6- W 2 - H 8 B ( mannose-6-phosphate, M-6-P ); M-6-P 5% 5t
T P L 1Y) M-6-P SZAKRZE A, I DA 28 T8 X8 B0 PR 3360 5 i P9 5 30 S5 S AR il 65 s B
TR MK A BRI o LG RT DAL, TR 7K Sk Tl ) W B T S Wl 1 2 L S L T 5 P 4 e 6 1)
R, PR ARG BT, B T W R R Ab 1 B , 5 Ao R AR A AN BB L R
VA 2 AR IE R ISR RO R T4t
AR K S Bl 6 S Z A B i o A o S 4 W SR 25 S B0™ J 1 4 A A~ i A
Nio WREBHAEHERTSE AERKBENE IMUT EZRIEIRRI . ARINEFRI B A2
FE 50 P B AR S AL A (inclusion body ), SUFR 2 4 A0 R 41 A (inclusion-cell, I-cells ), i {4
20 B ST AR - R
(M) =T MEBR RS AR B E FRE SRR
VI 28 1 B AE 2= DI Re A AR A, 0 A0 T ) it e Sl 2 P 2 (prosthetic group ) S Bl A+
(cofactor ) A5G alifift 5 BN, BR & A HAERINLL KL &5 , A ReIE s EA SRS DhREAY L2185
Flo B, FLESE0 3 22 IREE 5 5 Bl 1 R 125 /i B i 272 , sl B S A B R - I B iz ik
TR HEBRFAIN A8 R AT RE RS A LR 4 =ML
. HINEETFSERRES 'hf‘:ﬁ:
FEENREERT EE ORI AR > > [F DL —— sk
ToAL ) R BN R TRAE ( cystinuria type 1 )
(OMIM #220100 ) J2& H1 Joe 4 Bk 45 8 it
( cystathionine synthase ) kB 5 R ) —
P SERACHNR o 2AE A IR L3R I ) B HL-
BRI BRI . HA T B e TRENRES .
S H T 2 DR 5t B - SOUDE A B S 8 WO A A YSILB, </ M KB,
55 B K 1 B R I 8 9 (pyridoxal  fLigfel i aLH A 4 KB,
phosphate ) [ 45 45 B 5 (] 2-4 ). AR, RRRaR.
U, R A R i (A2 R B ) X% 2-4 Btk S sk ESRIE S R Bt BR FRIE
i B —E IRITVEH
. HINERAFESEHRESNBRAIMRMESRT KL T IR n] A0 H B
SR BN 75 B s R B BRRE , B AL AR 1 5T A N Al I TR 45 5 B B A RS , 255
e 1) 2 1 B A RIS PR RAS | TR B —Fh b A PE R D RE i 5 o
() RERMEHRD FSHEINEEM W E R E{thE FarIZEt94H R
. HINERRZEMITREARPNERMERTT X TARLE R 2 4~ DhF A 20 5 & 1 T
5, H TR0 A 2 B A 22 (R A B RGN RETE I & I D RESS 2 A4 .

2 e R

V. F - HL - R

B, proal (1) Fl proa2 (1) FER B ZAS , S EATR G R B R 21, B kB AR,
5| & Z RGP PRI, B AN e TR ( osteogenesis imperfect , type 1) (OMIM #166200 ),

2. SHEREEAEANRENREIMRAMRE FED NG (LA BB ek, SFf

R BB R B A ALY R AL R K 2 U A R 1 RS RIS A1 5% TEORG , A\
IR R DO S AR RN . A SR BIE N Zellweger 4545 fF (OMIM #214100 ), 41k 4y it
R[N A R peroxisome biogenesis disorder 1A,PBDI1A ), SEUZIE FIEOR S PEXT . %
AL S ek BOR LR AT PEX2~PEX22, A3 e AR R (A 1
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=. RLTEANS FRRBEFINSIaRRE Z ERXER

(—) B—RERENFREREF=ER R IGRRE

[ii] —BE R AN A AR AU E 2 FEOR R Im AR SR B, 40 MPZ % PR G i e A v e ol = 1
PO £ 1, IZ AL R 8 SR AS I 2 5 i BE R R JE T S B ORh 285 72 (E B S B K i RAE AR A0 W
B2z A ER B E W Je R BEHE & B AN R AR ZH (congenital hypomyelinating neuropathy , CHN )
(OMIM #605253 ), St TR AHXT & 52 1) R JHEB WLZE 45 9E 1B Y ( Charcot-Marie-Tooth disease 1B,CMT1B )
(OMIM #118200 ), 7= A= 33X Ff B 42 1 R IR % 5 — P JG LA 5 19 mRNA F& f# (nonsense - mediated
mRNA decay, NMD ) HLi £ 3¢, E 1 NMD S22 A7 16 T HAZ AW A P A —Fh mRNA B AL
Hlo TZ AL R B R R AT B R BT ( premature translational -termination codon, PTC ) 1Y
B Sp AR B LR TR R LR Y A (18] 2-5), — ok, HA 2 PTC 5 H R ifIm iz b
T - A FE R Z AW (exon-exon junction complex, EJC ) B 85 R T 546 T 50~55 M RES A
Zfih % NMD Bl #5 PTC 5H TR EIC BEES/NT 50~55 AR RRI U] 2 Bk i NMD AL, Eig
CHN SiE R H 1 J5E PRl TG 7l MPZ FER 3 s PTC ki 1 NMD VERT, AT A 3 i e 2
FUITEL CMT1B SRR AR A S RNt T 5 1% T NMD AT, A2 PO 2 I D REBR R BTk

Eiﬁ%‘i&% T
— Ex1 | Inl | Ex2 [ 2 [Ex3] 13 | Ex4 |—Pre-mRNA
PHERI T

m%m KB T
CapQO—{ Exl | Ex2 | E3] Exd |——(A)nPolyA

BEE
S55EHTR / kﬁ%&ﬁ@

[GisINMDBUR, Fostr-pmpiem| [ ABINMDHUR, P EasEE |

2-5 [HEEMEX N SHI mMRNA FEAFER

(2) B—ERENRERZ A B RmRIEE S

[7i) — ik PR R AN [ 7 15 4 A B DR 9 728 A I 2 S8 i 1) 362 4% T 2 S RAE LR B ( congenital
myotonia ) A& —Fh DL L5R ELRINUIE K 3222 im PRE B st VWU o 20 i —Fh it B i Ll 1
WIE A M (skeletal muscle chloride channel-1,CLCN1 ) BYEERI o8 AR Fr g, Horh G X 2848 iz L D 3 i
DRGSR 22— 2GTC LG5 | & NMD L i i 7 - 350 58 -3 3 2 1 TV B i, Ak T | 2w e 6,
RERPE SR (AR ) 1958 RKAENLSE B (myotonia congenita ) tHFK Becker i ( OMIM #255700 ), 8484l
TREDS FREREAYE FESESS N E, MR G 18 BREE FlEE A R T
29 50% , fHA T LR B IR R R B . 2470 LR R AT — A i o 51 & NMD HLi| i
WU A R S 2 1, IR AR T AR, th e S E0R G (AR AL S A LR ELLFR Thomsen 5
(OMIM #160800 ), Ilfi R EL N WLaw EATLAAEK .

(Z) BERART5|R “TEFl” a9llm R

BRI KA R TE —E AR T B AR A IR G5 R . AR TEAR 21 00 T A0 X Te Akt
U ) — B[R AR SR A RN , B R S R A AR Al S S LA i PR AR BN, B R
ML4T 8 H IR .Lesch-Nyhan RO NEEY A B 45 A HE (self-mutilation syndrome ) (OMIM #300322 ) 42247
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EFIEEFEM

A FW] T ENTH 205 as AL A ML B B RE DR , B S TS AN REAS A B A 4 HBA 287854 HbS Jiw , i
R A ML RS ECRAS T B SRAS s WAREBRAR N 4 J0 TR B WIS B NS Wi IR A% W LT B il
( hypoxanthine guanine phosphoribosyl transferase, HGPRT ) S J5 i 3 RS (AR AR ZXEL TS AR IR IR [
I sRIAME AR T HEAT N

BT | BERTSIERIERSZERS FEMZENE

1958 4 Francis Crick £ H ) “38/% A0 320 ( genetic central dogma )” B T 118 .85 H i 2 [8] )
FAH. 5 2R S A N B A% (5 B AL o 558 i i . DNA 20 TR B B 1615 B, Gt i 5% B4 i
PUBRGE, )5 F R DR RAT AR ) D RETS PE RO A 15, O e 4RI AL O Z5 A A ZI RE IR
BOME BE 5 BRI FR A, AN R 1 E st A MR B B B AR 19 43 1A= W2 L, o 2
BELAI G AR 5 LA AR PHR S AR ARSI 4 A= ) JEAS AL

—. B FRESEAIEERE

(—) BEERL IS FIIRE

A AR R N BT R R R AR PR AR TR . AR b i B — 2D AR AR RO, TP
B —VERGRO ML A REIEAT A SE 0. i MR BE N RIB 1) , S5 A0 B DR 5728 T 5 [ W i 120
TS S AR RO , BRI i PR A BT S B G IS A T BB A DA A ) B i A
FPZETL e ARG R AL e A T A S AN B 2R O b, AT AT REAE 1 20 i AR, DT A= RH R A 5
FAEARE B FA (inborn errors of metabolism ) BE A5 il ( hereditary enzymopathy )o

1. EHERARTS RNBEAENRE MO PARNESE 2. /0 hEE 4 5
L BREEE NS E A SRS B A T o (BTCIE R TR R HA A P A S AR T
REAR I N R — 423 [ SRR 2 T,

JIT AT SR B R A | R ) SCR 7S — AN 25 R G EE 1 54 S o, HAB S A TE A 7T RS Hi ity
OFTHRFE S RN R AR EE AU o 28 AR A0 RS A 6 P e i, 2R BN LT JLAE A
(DR L RENE 1 58 4232 2% s QM v BAT — & M DI RE TR M , AHHAR A PR RRAIR , A 2 B oA i 2 2515 1 5
R 5 HAENEY R APERAR , DB RERGE A R0 5 245G, 1 iU O i s s @R 1 5
S B PR 1 SRR T L SR T A R HE P

2. ATHERFEXRTSIRNEBERSHKFEE HEEEHEENBHEIIRERIB RN, a5
ARG B, B T LA S PP A A1, 36 5 A IS ) R SRR TP 4 o ISR T 9 57, 5 f B PRl e 5
FR R 2 R A B, ANREZEST mRNA 5 i s B T e s3I L 520 mRNA S A0 7 . X 284
A AR 2 RO A 1 A SRS B AR A R A A2, T | A A QIR B 1

(Z) BBEBIRMAIXER

AR A 8 48 R 22 50 BT ST T e — RS AHELIR R IR A AL RV Al 2 Ao TR
X BRI SN B 2D LT AR A A B 2R A AL T SR SE R . Rt , R S BRALA A

WP i B RO B LA T % —.

N 2-6 FE7R AR R HERMI BN B SRR A, FEANIIE b 08 RS0 T, GEUR L2 —Fligak

- EATE P AR 2R (1) T TR A I SRS AR By FOREIL T B I S Rt
B3 B XAER By o WAL T ARUCHEIL I RIS WP ) 740 € FRISTIGAT 9 Do A 91
IR T ik A—B—C—D X R ERAEYET AN Fh A& T A T A 2E LA AR R R P
B ADFoG X R E ARSI T, T I AR RN R A, LR F a7 45
PR B i NS SRR R B . e 2 IE— A T R RE S
R AR AR 2K RS 3 M 1
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IR P 2-6 B AT LR A6 e AB BC cD

P20 PR I B R, 5 5 I-TE—EIJE—ET:L
TR P I, AR AR A R ROV IS mRNA E1I2 T SN

IR P SR SR, AR e o Be CD
WS EER, .l 'l F
FRPE AT E 5 SO T Fp : :

A 0 B DL R e T

(=) BSERIARI R RBORAT | o

1. ERIGERABENRE % “
A AR B S BRE R T9 20 BORRENER
(N2 W R R AT ) R AT T A i i A I A RE R A A0 ML PN A S AR AR 2l )50 e i
TS | A AR A SN o — B Z AR DG Y IR 1 I B e o it 2 3t U ARG e 1y e = g B
i A2 A R 0 R AR AT R — RN REAIR o 120, 555 e 0 AR Ba e 8 A% 19 8 2R
Jin4A R = 5E (tryptophan dioxygenase ) (OMIM #191070 ), i F 5 A RE I b B2 A0 fis [ ok = i o
SRR I €6 S I 0 A, (0 SR AN R . A& 2-7 i AR Z AR 0 T IR LIS L (2R
P14 325 R ol 5 4 B A R I 5 - 358 €0 e 3 T B2 ) S AN B LE 1 6 B, AT S B ML 1) 2B BT 3 25
Blo AR M RAEAIR 2 « R AR/ NI IZ Bl T8 5 B JHRELAR | (5 3R TTORR S 3R B e 2 i PR
SR

2. BBTRMESEUCE AR MEERpE 200 PR, W] Be s s ARG B0 K A

(1) HERU=H XA RY E4% G5 - > FLBE IMLE ( galactosemia ) ( OMIM #230400 ), 52K ok £
BRI EZUNE - 1 - B R PR AT R RS [l (G- 1-PUT) Byl =, 3 A o )=k 2B 5 2 200 - 1 - %
FRAE LR P A AR HERR T B . 12 BT A2 LI R R 202 17400 000~1/60 0003 8 LAEMFL IS 2 BLH; X
kSRS Ak IEELAE B IR B Y A S R i 2 R BRI A KR AR
AR IR R, B 2-8 AR R AR AR AL

LA
A
s | bR w’ SR TR
/NGB A i ATP
0 i ) SRR
ADP

tomm —(1 - Em <a— YRR — WO T S

5-F2 10l — PP EEiE UDPG & L
) U1 -
UDRGal:-4- W ( ) IR 44 B
UDPGal \
| T: (A% NN HIBB-1-BERR
2-7 BaREREE 2-8  FIERRHRAEIRER

(2) HEBURM ™ WA A 55 BT BELE b , il Ak 2 2R AR B MR G S BUR Y 20" 4
IROHERA, IR AHE O LA B L AE T o (e 22 S BOR L AR 55 e O , AT BRI R iR ARt

17, ARt — 2 S ECE AR = P R HERL, I | A ARSI o

MK 2-9 PR AR 2 R AN [R5 A2 T SHF R DI AR AE ( phenylketonuria, PKU ) ( OMIM #261600 )
RN, B RN RN IR AR B, AR N Z R AN RE % 1k i Rk — =2 AR
12, 25 P EOLA 55 B FF R, e T BT AR 5 D5 2R D T R e R R 28 R G B MRV E 3

We 1R TR R R A AR T A Il R R
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EFEEZEM
3. IR MBS fehlika  BAR &R e
L L R T | | W S
A FRAAE T — AN ERT BL B, #T AE S BUE | - P
IR AR LB P, 3 AL T ARG RER o
YIRIBE 35 . 3+
(A0, FAAEJ Calbinism ) 2 8 B3 1 41 .
YU (o, R P B RGeS 75 TR )
A7 BH, ASRE = A FLIE (RIS =1 2B 1 22 CO+H.0
B 2-9), PO e (PRI M | RV s 0.9 FEEBILHIRE
YN 1/10000, RFEIN L IRLT Rk F1k, & 1 AR B PRAE BB 5 2. PR ST R PRAE B A 36437
SRR 1 T R R R L%, 3 FHLHRIRBE AR L

4. BERESERIGATRE  TEERN— RIS PP s S Le A1 1k 2 fud ks
] VRS AT AR B SR — S AL BRI AT LK S0y 4 I RV VR 8 S A5t ) 1 LSl e 4 2K
W s D B R T B G R B TS ATE VR R A G P LA LA AR X E R A P
HYIZEE R , TS EALASSR Y & A

ISE MRS [ R o A i ( congenital adrenal hyperplasia ) (OMIM #201910) ), H F 5 % 95
JE PR AR Y 21- B2 A 0 B B, A5 22 Je 17 - B2 27 B AN RETE 118 - FRAL G B I T 4% 1E 5 9 A1k
JS2 D7 A ST [T I 5 T 1% A S5 R 1 B U 3R
WK BOBCR A A T RIS WA s e > I
R A L R B (e

. . B [ i ACTH

T A A AR B 1 IR R (ACTH), |
SEE B TR AR, HEE I RUKR A RE A Dy 173;5&2#%@@_.";@, S4B
BTE AN, R T B L @ v L 3ot

. N s ] Hai 2 e N
G RAT I 2-10). PRRBAHREE | ®l l
Bty 2, BHERRRIBAR UM e L
SRER IR A, (TR S, R S )
TONES RS RS, ot | BIRR L=

2-10 BLEEREREENERSET
D170- Ak D17, 20 2440 ; D 11p - 210

A B B IR, KIS % 7 2 A B A 57
W ZBON 3 BTG BB B AR R4
WU, D02 Bl A% 409 A4k i o B A )
PERIEAEAR .

NI M A ARG s+ 0352 2% o TR)— AR A A AN ) B 20 R 2 i), AN TR Qg A 2 1], 7
A B S ML WA LR R . s et , st il 249, 2 T USSR D He 32 200 3 A 3
EEN TR R . fERX— KRR P, Sl RA ZCHZEH . S5 R SR AL AT AT—Fh
Tl AR , S T T ol QO B P 5 S JEE iy A ME AR ™ ) 9k = 5 e MO T A R A R B R D7

li], e B A BRACHHLAE A 2L SR, DR ELBE AR, IR RAE— P BRI — BB G — 1
- LARZERL” SRR AL IR A O AL

Z. ISR FIRESERID FE
DGR bR LB R 143 T BB T P80 R P 2 4 , 78 AT LS B AR 8 1113 T 451

FIECEE | TSR LA AR ) A WA PR, O e S BB (R S o R, — ek th AR g 2
- AT A RV 535 BT | R BP0 , Gep A 739 (molecular disease ). HEANH RCL = i 1 B
BER BRI PTS | R PR, BRI
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ARUA 2019, SRR LA F1 B 3 B D RN T A T A — R 13 o, — 3 Z I
AR5 X S AT A A LR Y 437 ast AL 2 RE i, RIRR U K ast AL i) S s HOOk , V2 AR 1 o)
I FHEA VR A AL A BE LS5 41 Wit SAE ML Z T IhRE . T LA, A AKX P2egR
TR N LA o ARG B2 BITEILES 10 B BIE DR

=, FEXEEEQNEERZRINARE

BB 1T TR 2R RIS B 1 Chousekeeping protein ) FIZE £ 8 1 (luxury protein ). 5
FAE AR T ILT I W U 2 A rh S 20 B E 5 254 R i AR I AR A i S E R T b /s .
IR A B AR AU E A L S5 B B U FRE AEE TRk e i 44
YT, R S SV S R A SRR AR BT RE AR . W0 B kAR T A ek A . B
FRAFEAT S EOE & H AU L (R S By U Ak T 5 R i M D RE A S8, o 2 R AR i el R

(—) FREERT

FER RO T YA E B B 25 A A Al SR AN AT Bk . H— B A i PR SR AR, $alh ot
B AR L SR A5, L S A BOE RN . (R DI R 12878 A 5 | R R BR I IR
BN, AN AE A RRYRFARR G BUME TR 2 RS EHIR 24 I — IS R, RS SRR & Gt
HE T EAHEFAS T R AR R IEEM T, ORI —E A LU etk . XRFFR
R PRI ) B A A AR RN AR SRR RGP R, A 252 Ik 2R 0 & R 2

(D) BEEERT

BANALR: S rEn BB E N 1578  AUA] 5 EH: 5 240 MO 20 2L N R 450 S A= BRI RE S, T
FALRE RS A A A 20 2L IE A5 A s AR BRI RE . A B D A 1Y S A8 I AT A AN S e HL i
H M — M 25 A B AR BRI BE A IE D0 T 38 O HA B M ZH 2L o IR N R e , f8 o IR i
RUR I B R N 2R ALY I , 3 1 5 SR AR 3 R IR 5 5

=7 | IF4wE8 RNA RIERESRE

—. JFRi3 RNA BERIRE

JEA% RNA ( non-coding RNA ,ncRNA ) ArFAl LIS DNA RNA F145 F SAH BAF 2 L R 25K,
Ve B FE DI RIFE I R 4 . AZEEEN A E & P 50 000 £~ ncRNA, X486 ncRNA B A1 %t RNA
( microRNA ,miRNA ) . PIWI A H.E Ff] RNA ( PIWI-interacting RNA, piRNA ) 345 7 RNA (enhancer RNA,
eRNA )./MZ RNA (small nucleolar RNA,snoRNA ) 1 JE 4545 RNA ( long non-coding RNA ,IncRNA )s
AT EZAZ3 miRNA Fl IncRNA AAE FH 5 K 356 PR R A8 I A= 223500

(—) miRNA B{ERRIE

miRNA 22 22 AT RRALK /N RNA 43, BEUE A 2 5 Je SE I UTER . 1 miRNA I R 5%
TEA9IG miRNA (pri-miRNA ) B Drosha-DGCR8 & &4 TAF {4 miRNA (pre-miRNA ), pre-miRNA

il exportin-5 515 PN, Bt Dicerl MM AL FI A miRNA (mature-miRNA ). 2
J5  miRNA. 1 2 B 1) — 4 B (7 S8 B A28 5 RNA ¥ 5 1O U0 ER & 4 76 (RNA-induced silencing
complex, RISC) |, IF44% 5 215 S F 1 Ab mRNA $656A45H0 3 UTR L, S50 0 B BV mRNA
PRI [ OB SO R (B 2-11), —A~ miRNA 6] LAJUERECE A mRNA; [, —4~ mRNA @]
DU ZA miRNA [OSR . PRI, miRNA JE B 60% 10 25 26 111 3618 A B, miRNAs 7ERRIAOAN
MO 2 o A rp LA SR . ARG V2 miRNAs B8 BLUTIR 0L 52800 9 -, 41 HDACs .
DNMTs Polycomb &AL %, AT &3 1000 24> miRNAs, FHrh—S67Ehi2: RGB Mg 45

PRI PRI B R K B S, SR TSR IR 75 T A HE T B (WLER R,

Ny 39
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miRNAZLEH
B lIiNA pol I/

5’
Pri-microRNA I! ! I i } i I H ’
3f

T 1 Drosha/DGCR8

w 5
"N _ Pre-microRNA , ﬁﬂj—ﬂo

A

B3

”
Psc-siieroRNA ;[[[D]IO
3f

T l Dicerl/TRBP
microRNA duplex 5 T 3
KA/ NJPRRISCH A

o . @ mature-microRNA
i
/ !

OFF#mRNA ~ @OMHmRNASHE
2-11  miRNA B R ERIRIE

Exportin-5

41 ffa J5

(Z) IncRNA B9{/ERRIEIE

IncRNA J2& KT 200 MZHFBR 9 RNA 43T IncRNA ELA 25T mRNA AOARAE : & ATAT LAgE 2
B R A, 3 ELRT DL EAT Al AR BT 32 | IR 24 42% (%) IneRNA AL P4 B T4 . HA 10% 1
IncRNA 75 [ A 4 i 26 A0 B3 38 1 A% 1) DL EL A 20 20 4 I RE S L 40% 119 22 579235 IncRNA fF
TETRMw . AR 445 10 000 1 IncRNAs, InRNAs EA Rk 451 | L AES [FIIT 45 4
R FNER (I, 51 TR A Ui 2 5 G S DR B R s A% 7 1, DT 420 Sy i e € J
LEFIRFEAE T s Inc RNA 3895 Je Z R A )2 ol B A 5 v kL D RE 40 25 1 T B L BY 4221 4% . snoRNA
F miRNA 197745 5 2 1 TG PR 0E A7 A9 TR 4% S A5 588 B DA S ED 6 DR 3R 45 A X e gk
M (] 2-12),

IncRNA A 55 38756 sl 9170 1] 4 2 WL 358 % 7 998 4K 1 45 4, 491 40 HDAC1 Polycomb & & & PRC1 FI
PRC2. e (@ {K 20 CBX1 I CBX3.SETDS .ESET 1 SUV39H1, %545, — > A & %0 Y IncRNA f4 451 1
J& Hox ¥ %A )2 L RNA (Hox transcript antisense RNA,HOTAIR ), 7] 1 [n] Jz =03 55 HOXC (JR] PR

S HOTAIR (9 561 3365031 % 4% PRC2 il LSDI/CoREST/REST 3 & 4/ S PRC2 U455
SCHIK27 9= HEAL  REST 524000 A H3KA 00 IEAL, 45— 4 Rt (0L VB 552 8
LT,

SZ ARG RNA 78520 3 )3z, JLF Al U2 IE B R e 5% \mRNA 8745 .mRNA A2 56 P b i

éﬁﬁ%%éﬁﬁo

—. 353 RNA EERTRIENZF BN

(—) miRNA 2R 53
OB F LI Al A5 RINA 5 DR 58 B T 42 A= 7 B P R 5305, SR 3 mRNA )
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RN

‘= s> —
LEEBDNA
S

_1*' i e e—
ﬁﬂﬁ%ﬁz‘ﬁ/ Dicer / \
[ s ® EmEOEYE | @ BwmE e
E=
@ WA AR By B @ WIEHESIRNA ©® w454 ® HMmmiRNAZ)fiE
[1] msr&F ! ARIncRNAZER B ¥ 57 WSS 7RIncRNA

2-12 IncRNA B{ERIREE

IR 5 AT RE A AR AE H R GA AT X, DAS2 i miRNA AR B 1235 7KF-. BN, miR-96 J& KR 5]
FIAR mRNA (475 A 578 AT S BUSN A THENT T2k . FEZFRE H AR 28 2R GEP I 1Ly
AT, % miRNA AR5 5 .

1. MiRNA EERZES Rett ZZEE  Rett ZEA1E (Rett syndrome, RTT ) (OMIM #312750 ) J&—
i X BB AL AT PEM 2 R T B , th T B HEREE 7 HER R AR 5 IR BOE , Rt 8% LT
Yt BILTE 6~18 DA M BUE FIR SR, Kk il A KGR TR B g/ Nk R 5 Bif e il e e 2K
H LB BNRE T L ZIR Y TR sl P HI , S5  AURE A A . Ao — B R RS E ],
WA I I HE— 20k, ™ SR BRSO R R A T MR 2R IR A AR . RTT AEUR
FEH I IEAL CpG ZEETEH 2( methyl-CpG-binding protein-2,MeCP2 ) fiF X e iR b, BEmas s =
PR R R AR R PR I T 25 6 T ALY DNA JFM IR R4 5%, Rett ZRGTEH 80% MR F RN A A4
MeCP2 SEF Y DIREE ISR . WF98 & I MeCP2 2 11 1] L3 7 548 miRNAs 1R IKKF-. filan,
M CARIGEEH ISR 80 17 22 SR BRI LT , MeCP2 F] 5 DGCR8 454, BHL1EJG # 5 Drosha JE U 54,
BELIT pri-miRNAs B9 I, MECP2 DIREGRR AT RESS L 1X 4 miRNA (I 5 2 F SRR OG0 %
7€ RTT /N p 2 B miR-30a .miR-381 Fl miR-495 (1415 8 & 1 ] 0 8R4 205 97 3 M i o 22
EIENT( neurotrophin brain-derived neurotrophic factor, BDNF ) L, N fE B T RTT B3 v BDNF
S I BLGE (5] 2-13A ),

2. mRNA ER=ZT 5/ X SE1E Witk X 2561 (fragile X syndrome, FXS ) (OMIM #300624 )
R FULE AR X SRR, BrERE 2 TR . ERImARERAUN R I bEes AR
HAEME RIS, EFEL T, B X ek et XA JIKF 1 (fragile x mental retardation 1,
FMRI) Z 451 FMRP J&—7f RNA Z55 8, GBS miR-125a .miR-152b Hl miR-132 455, A\l
JEETT 1 IS AR A ( group 1 metabotropic glutamate receptor,mGluR1 ) I N- FR-D-RAH
2 %Z A& ( N-methyl-D-aspartate receptor, NMDAR ) )15 5% 5 2fe 4 il 28 finh 110 45 #4) A 2y 5 (161 2-13B ),
TEREME X L2 AR A T FMRL 9 5'UTR (9 CGG = IR & P41 R4 1™ A2 miR-fnrls, J5 3
TEARZ R4, 5 RADS41 Fil MECP2 —i2 P i RNA 75 5 (195 5% 13K ( RNA -induced transcriptional
silencing, RITS ) &2 54, fff FMR1 J& 3l 74 J2 I &AL, 530 FMR1 #% 522576 . FMRP SRR IR T
miRNA /34 mGluR1 I NMDAR {5538 B i I8 , S 8o &2k

Ry 41
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L2 7

MECP2 Drosha miRNAs (miR-30a.

—> — BDNF #F
DGCRS — DGCRS miR-381, miR-495) e

A

miR-fmrls
/ \ 3L /—\_ sl

1t

5'UTR (CGG) - :
n>200 A
= q 71° FMRI |
|
)0k e FMR4 (IncRNA )
Ffihmaity | 1R A SR 2k
Fizhiie i N-F 3E-D- KA EH B 1K —_

—_—

miRNAs ( miR-125a,

B miR-152b, miR-132]

213 A.MeCP2 i85 miRNA HIA#; B. miRNA K IncRNA ZEHftE X SRATEAEHEIER

3. MRNAEEARTS5EKESME miR-155.miR802 Al miR125b-2 15 FF [% 45 4 4F ( Down
syndrome, DS ) (OMIM #190685) 4 5, £ A2 DS “F /K 41 it A iPSCs H, € 28 WL %5 5] miR-155 Fil
miR-802 it ik, CRIEA TR e MECP2; L, B #E DS [, MECP2 2 F i, ILAh, 7E DS
BE R AR L ZUh & B, miR- 155 (93 335 5 MR H (—Fh 55 R M Gie 5nz 1 4 i A1)
FIBIHIA 5C . miR-125b Y FIEXT DS B M4 R G54 1Y & AE R AR, Bl i i CDKN2A &
R A A A, ST R R AR . Ak, miR-125b A4 18R S8 N- B 5L -D- R AR R I JE
2A ( N-methyl-D-aspartate subunit 2A,NR2A ) Fl ephrin A Y 532 {& 4 (ephrin type A receptor 4, EPHA4 )
BRI, T SO R (LTP ) F1/s K330 (LTD ) 11 F2 .

(Z) IncRNA ERF T S&%

IncRNA 75 JE K 3 75 FLEE R 40 Dy e ) AR s rh R FEVE T, 2 5 ok B A4y BRI A R X
B35 5 PR 0 B4 Ik A X L (R IR BT . IncRINA i | S5 2238 R/ a4 by S J2 S B 2 Mok
KPR

e 22 IIEYE 22 B IncRN As FEIRHE 1% R B 15 (autism spectrum disorder, ASD ) AL Y
fEH . FAE 2002 4, 5 K AR GRi B N ST70T1-3 WAS S5 90MUEE (A FE) 43 6. ST70TI1-4 3K
N F RAY1/ST7 WIFER A AT SCAR 8% L, 1T RAY1/ST7 JERIATESZ STTOTI-4 [y, Rk, 729K
MUE R R T RAYI/ST7 JEPA IS8 (OMIM #611015), [FIAE, 76 X Yef@fk FiY PTCHDI FEH 1Y
JCEE BB Z LT IncRNAs PTCHD1AS1-3, EATREAS 45 L EL K PTCHD1 (OMIM #300830 ), Ifij i

. R A 5 X - 181005 ST (intellectual disability, ID ) 1 ASD Hx,

IEtk X 25 AEAH G ] FMR S ah FJ2 WU B9, B T FMR1 #55EASN, B8 7= 4 FMR/ 2 S

- RNAT(FMR1-ASI, tFk 2l FMR4 ), /2 IncRNA, FMR1 I FMR4 75 FXS £ % dr ik, i 76 fir 5
AR LA, R PN AR TR T — A RIROPLEL . BFSCRID, ER FMR4 R0
CFMR1 9K, JRZIRR X R W] FMRA A FMR1 5G9 FLEER R o ISk, FMRA R 2 804
MRS R T (B 2-13B), i ack I S AN A , 20 FMR4 36 FXS (51445 B 2R H

BR T LRt RGHMIE , neRNA FE R RAZIE 5 SRR C R E YT, BN, HELE miRNA (53

ARG IR Y A LE LA e . X BB FIA M miRNA ] LUGE 2 s 4 i 5 AR ZE M E6 A%, [F]
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AP GO IRE S BE SN o Lo IS AT S5 HAU S A ne RNA IYAHSEHTSE o

ZN=

NFEEEH Y 2% S i 2 P L, 98 % B AR it T 51 o AN S B 11 ity B R A S R 4
fith RNA 5L, 2848 J5 70 T RE 205 . SRR SEEE AR S H M RIE N EEG LT 4
Filr: B E R ISR IIRE SRATH R LB S e i S 07 JE PR 3k o

FEIH AR FHUE A R A5 AT RE S H B9 EZHLRIIE LT 5 A5 i O A D 8 Y
AW 1 D FER 9 A5 5 | R Ty i A 11 45480 (1) BR2% 5 (BD5 i) B, 11 0 9 I 40 B 7 5 (D 2 1 B 5 D) e Pl
BETY Al B R - 1 45 B s SR AR 14 5 FLT Re I K A R R 25 R A . B 1o
14953~ F A AL 35500, 5 ARSI PRFEFIAA DG, Al —FE PR AR TR 28 A8 ] P 2 i

SR AR B RAEARUOE 153 F AP 2A AU 2 . O 5> T 5% 51 R A B ; @AE 8 H
Iy TR S B 9 s ORISR (AL R AR AR ] . SEOER R AR AEg IS RNA £ 24
miRNA 1 IncRNA . miRNA #3255 mRNA 3'UTR 54 i il B e ok B4 mRNA AOHLH] 52O R
miRNA F N 5 A5 B 1T & A= 7 F0 L R AR R0 07 et , 52 M X R 3 mRINA B30I/ 5 T e & AR e 3
FERVAFE DI, LU miRNA A B KK, FEZFEAE AR 2 RGBSR AL A Bs 1
KI miRNA 357K F- 5% . IncRNA i3 5 DNA .mRNA & 15 miRNA 9454, 2 Sk K iE
ERE PR XIS L P Y B R R X e RIS TS o IneRNA IR S8 23k F /sl
) S 2 T B A SR I A

% %)

BEm

FEPR A8 SHUR AU IR S5 R BUE A W LR 12 B Ui 2
TR PR 2 AR 5 | e MR e A 1 50 FLE AL

it B G ey 5 | S 25 P R ZE AL 5 B0 7

TR AR PR Bl R ATE A 114 43 - BT B 322 R R I

TR 2 AR 25 1114 43 2 s B4 200N S5 I RER T Z R OG R o
LGl RNA A WRLERIZE? 235 {8748 miRNA Fl IncRNA [FE L

S
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Iz

e

FEHFRR

F=E  BREREE

[FIER]

FHAE, WL R AW A
SR REBRE T AR A BRI,
R AR 34 R 4T B L L
SRYHEEERAHEE,

M w -

PASEPR (single-gene disorder ) 248 B — X 4557 R 548 5 | 8L , 30 0T 48 (67 DRI FR Ry 2 5
(major gene ), LR TE L T A2 18] A 128 30408 o A0 A, DR P Ay e B3 B A5 , AR A1 2
o ke DR I e (8 AR 25 A 5 DR ) S B O R AN ], m] 8y it A% 75 5 i e (A R R a A% L e 6
PRBR R E X B W E X SRR ML A Y s

£—7 | pEEMESRIE

—. BRERA#EE

(—) EERE

BEDREE (locus ) S48 1 PR A AT AR] — AN BE LR BE TR 18— 43 s HA IR T DNA P SI7E L (5,
LS R: AV S e 5 B < 91 V72 S B =9 v ol ke 2| i S e

(Z) FERA

I TR R A, — LR b i BE R T BEA AN RIS DNA T4, EA TR [Rl— 263 A) (H T Re R
[F] A B BUEONE o XA AE % R G AR (4[] — o b A i 2 AR MR 8 BRI 2 6 A Callele ),

AR AR A [ — R DR e b B A DL AR SR AR A B A U RR A 2 45 67 H ] (multiple
alleles ), TZREAR P A EE AN A AT — X ] P P A2, R RE AT X 4 A2 A5 R AT v 9 — X6 A ) Y 8 7
AR ISR LA

(=) BRASER

BLHAL (genotype ) S& A8 A= W) A AN ML/ E— A BE K AE EAFAERY SRS R A ZH AL . #6A ( phenotype )

AR AR SRS FR RPT OSBRI AR B T RS EEBETAE AR
(DA R BT W 0%, AR B TR0 RO L AR L 2
R TR

SR RIFNRIYAE——XI R . PRI RIAYRE AL, anpksE AR B BE R 2l 5 7l &5, 7]

PABAT IR 2RI 5 11 55— D7 1T, AR [ B DR R AN [R] B A5 S sl RE 26 1 T T RE ™ A AN ) B 28

(M) 5F5RE
TE AR b, — 0k ) PR (R B R R B A7 WS AR ] 45 (0 5 PR A PR sl 2 i o ol 4l

+ (homozygote ), — AR R AA (aa; £S5 K 1) MR B L FR A 2% & F Cheterozygote ), —
AR Aa A A,



P —t =)

=t —}

() EMt5kHE

TEZA T RE S 22 B H S PR IR O B 1 (dominance ), REMS B 5 PR IR 1) 2507 5 IRV FR Ol B
PEZEALHE A (dominant allele ), — M HI RS 9 SCFRERIR  TE A5 1 HH A BB B e iy PR by Bk
(recessive ), RIE FRPEPEIR 1) 5507 JE RIFR R Bt R 2567 B ] (recessive allele ), — i H/ NG B SCFRERIR

FEARTE T FRATHE R A T 30k 2828 1 i M A5 A R AR S M BOm I R AR T BUR R AR R
PEEE AL B RIFR Ry B B HE A

—. RiESREDR

28 M) PER B AL A IS BRI i A LR e it i AR R A A S AR SR AR R AN E , )
RT3 A RN o AIFFE PR A 35 A5 A BER IR 2438 SE B0 1Y 7 1%, R RE X HAT A
PRI G F A TSR R A R & A 1A, S A7 T e — MR BB TE I K & h st AL 7
RS B 2 X AP O R RIS ( pedigree analysis ). FriE &35 ( pedigree ) il RHE—K
JEAS AR R H SR8 OC R BT SR A AR BB A T K & TP Y A s 00 , T A E B9 R AT
Fe— e Ty Az M s G RS2 4T IS 3-1),

[] =
O otk DO A
Q HERIA T &

5

4l

[(THO  as

ol R (O mxus
B e : lﬁl
L © mnenenrmmns BB
/J;[ :ifm ﬁ o SR
) I O xEtRAFE

| W = et
[[1] o ép o

1O0

3-1 ERNRERHES

FAERY 2 A IEE ( proband ) FF 1, SeiiFE XFRZR G 9 0 (index case ), 2F81% % ik P afi—4>
S BRI PR A (BCEA FERM IR ALt . — A58 Y AR 2 /D B AL 4% = AN IARLL B S5 AL
BRI DGR L, BRALHE S0 rh (8 SE Rl ast A2 (B SR HIR) B9, o B4 S0 Hh B TE A
H—LeiE QR AR RIS EC SENG S AU AR ) LAE T 5355 B IZIC SR AE RIS, J38h, T
EARNBF R SACK- B R RIB R E S AN Ta] , SO B AR 87 BR AL S 0 MR AARAE
IRAAERA A4, SR AL (R B O 22 BRSO s 15 2 A9 15 B T i A, DIARIBUCECSE SE %
ISR

BEEEE

Ny 45



Chmiibal EFEEFE

TERS B — PSR B MR HEAT 2R 1 S BTN, A5 I (ORI — > G206 04 8 3 RS REVE R S e i
BB ER A8 4 75 2, I R 200 2 HAT MR A s bR A 5 R VR L& i (et
SEOINT), A REAE RS I ] S AT . AR AR, AT RIS BEA T DB 34T , DA 8 R i A BRI
— P B AR IR GG TP AT A DR SR A T RE A 3% 07 25 308 W] DA i 2R ) B — gt 1
TR AT RIS A ), PG R — SR Rl % 1) KB RUSG m J A  XUR:

BT | EREBKEMER

QAR — PR BB A FE AT 1~22 SE e g b, It 2 Wiy s g, g =CeRh
WY M (autosomal dominant, AD ) 18f% . Hi B EBORFE S 2 BRI R U AR MR AL .

—. A1 B85S (R iE

1903 4F, Farabee IR ARIA T — M ANJa 48 (BE) AEMBE K & (B 3-2), 2K &1 5 ARt
30 NI, RIS THRES N —F, Bl B R A9 Bell FifE (Bh) 5E 708, M5+ (BE) e
TEIBM 1% 20T A1 BUEHE (BE) 9 (brachydactyly, type A1;BDA1) (OMIM #112500 ), Xt 2 55—
P 0 SR Y i % AR S P 35 A

0 + 0 o l ¢ o0
o + 6 o e + o +$&]+
o B ' + + 661&&8;6
S Y Y T e e T T T

3-2 —MEfE (R ERRRIRIE

A1 RV FE (hE) AE £ 1Y BRI B B AR, T A5 T 58, i g A9 ds (k) -5 40 FL IE 5 AR
Fb A8 A 4 s i IT i (BIE) B e an s 55 oK o4 (BE) B Rl RAREE R e i (BE) B 28 %5 AN
]G (AR B4 A S Bion , e vt (k) ST A ST

2001 4, Fe FEFF W E AL T 2935 B9 THH FEK (OMIM *600726 ) i 5E S~ A1 BIEHE (HE) 5 B E0%R
SR o THH FEPIBR T 845 501 40 B 34 T8 RN 434k AN, ok 376 st i (- 1) 2 35 ST BT Bl J
T THH RSN T B %4140 Hedgehog 3K F1 -5 M1 8K 1 2 8] (A AR, e R S 80h alds
(Bb) B AT SE 20, 5 LR FWIE P AL B () AiF 2R AL,

oAty — 20 U HL 3 B8 e A T M35 A LR 31,

7= 3-1 —EERGAREMEEREG)

eSS la s =S i LS SR OMIM BmEREER
HEREAS achondroplasia 100800 4p16.3
A8/ IR 1 R spinocerebellar ataxia 1 164400 6p22.3
Z45 () Hls A1 5 polydactyly, postaxial , type A1 174200 Tpl4.l
VPR TRL R PR porphyria, acute intermittent 176000 11¢23.3

46 O



P —t =)

BB

ES LB E =L T ES R e =L T OMIM HmEEE
Marfan £5451E Marfan syndrome 154700 15q21.1
EZ 188 polyeystic kidneys disease 1 173900 16p13.3
AN A TR osteogenesis imperfecta, type I 166200 17q21.33
VIR B S TRANR 1 5 myotonic dystrophy 1 160900 19q13.32
LRGN 1 R neurofibromatosis , type | 162200 17q11.2
Huntington & Huntington disease 143100 4p16.3
TRAGEERIE 21 40 MG 228 elliptocytosis 1 611804 1p35.3
HIFPEFTRA R oculopharyngeal muscular dystrophy 164300 14q11.2

. BERESFHUARNE

HISREFH A AR FeD i SRl PRS2 BRI FH o 325 FOX A P S R B PR IR 4 752 4
1 (complete dominance ) fYT§IL T, 24T Aa S2UFT T AA A 5E AR, A GT Aa T, AE
AELIE T A PR PS8 AR B TR S B35 o HOFR PS8 4855 , THIE 2 & Aa BN
4ty AA SERAIRIPER .

B LI B Yt P S AT I LS A

FRA—AEH NZ RIS, B BSR4, BATFREFR(a)
Rout: BF A= FU L DR R @, D) B 6 LR R AA B Aa, (H A a
SR b4 R SRR Y (o AR B M A R IO JE R Ry a Aa aa

Aa, B WAHOR AAL TIOMARSR S B L g4 rp IEWRAea)

B A 8Kk 27— R Ry ke, * . “
A MR R B, A 1/4 BRI REA: H AA FREM iE% (aa) B#(Aa)
FIFAr, i T O PR TR — SRR AR, S 0 LEs 12 12
R RI7E SRS P RER 2. St S h BB — B L 1 : 1

WEAA T (Aa) SIEHW A (aa) Z [ RGUSHED , T 3.3 EREAEEEEASFEESE
T, RAE 12 2835 (B 3-3), Wik leil, vt EABEER
RIAEE— AT 88 1/2 fml e i —A L.

=. BREARHEERINRIGE

AR RS HC AT R B AT, T UL G R R as A2 ) MR R A DN R

L pR T S P B0 e PR 7 T e e A L, R 0 S o7 PR 35 1 S5 PR3 JE G, BRIV e R A L
S

2. BERCER IR —A N, WAEEOR It B 0 ALk e B3 R 1/2 19 &0
FIRE ;s MRAGETCIRIT , T — M2 i (BRAE R AT SRR 58748 ),

3. BEITAE 12 AR RE.

4. G E S UES ] LR BB, BVAE S 4 .

RS R AT I PR b TR e R S RS EA T P KU A o 9140, R X0 ol — A&
W (A F), B AF L IR IMER N 1/2; WA AR R (BN A ), WL A 3/4,

B=T | ERBHRMEERE

AR ] — P PR BB B SR T 1~22 SR ge kb, st te 7 sSURRRPERY , sliFR ol 4

BEEEE

N, 47



EE P EREEFE

B (autosomal recessive, AR ) 514 o BRSO SE R 415 2878 BT 5 RS (R B R R i e (iR b
B . A BRI 425 T (Aa) ARSNGB AR Btk B 5 R s 5 45 5 18, FRoA s #
Ccarrier ), J" SCHB 38 S5 #1246 U AT LR SORS HE PR MO s e 6 (LA 240 R 2B I P
ARB/MK. BRI H AR LT R 2ol SR AT S M A (KA A, FBUR I
A

—. FRERKRIE

1902 48, Garrod 18 i1t %} JR BAFR JRAE (alkaptonuria ) ( OMIM #203500 ) FOBIF ST , 751205 5 1Y IR K
B R AR IR, 4 T S KM CHBRFE (inborn errors of metabolism ) X —MES . i 4 25 2 Bl
L1710 191 IR BETR PRAE S 19 A 6 9 R R IR IC S AR, i 8 T2 I 0 [ ) ORISR (3% ), 725
TEHE %27 9% Bateson WG , BRI R Bkt 1% , iX 02 55— Fh laf oA 00 i e (o IR B Mm99

PR P T PRAE B B9 36 R PR &R 1, 2- XU % (HGD ) FEH (OMIM *607474 ), & T 3q13.33,
B W T HGD FEH AR R EBURRIR FARG = | (IR BIRAREHE — 200, 5 IR BRI, S BUR
WAE T E NS R 2540 A ORGSR A T R DL SO C IEFR AR AR

HoAth— 0 L H S B Y AR R 5 A L3R 3-2,

7= 3-2 —EEREARIEEEREE

48 7

I TR o B 5

FRIE P ETR FRIFHE AR OMIM BREREN

IR P R phenylketonuria 261600 12q23.2
LFUBEAE 175 galactosemia 230400 9pl13.3
BEBIFE Ta B glycogen storage disease la 232200 17q21.31
HR R ik 1 Ak TA 724 albinism , oculocutaneous , type TA 203100 11q14.3
Tay-Sachs J Tay-Sachs disease 272800 15¢23
BANMAEY sRMEIETE R ataxia-telangiectasia 208900 11¢22.3
Bloom £ 5 1iF Bloom syndrome 210900 15q26.1
Wilson 3 (FF ERAZ A M) Wilson disease 277900 13q14.3
Joid A AT acatalasemia 614097 1ipl3
SRR A AT 10 sickle cell anemia 603903 11pl5.4
B HiuHEES I beta-thalassemia 613985 11pl5.4
—. BEERE R FRARRNXEG

, TE - Gl (AR B 35 4% 93 58 3 o iy DL ) A2 T Hir# R 4a)

A THEH (Ao x Aa) Z I, UL T 2 2

R R 174, WIE 3-4, A AA Aa

SRR ARERREIIRRN R ) .

B S IR (Aa x AA) Z HYISTC, TR AL

CAERIEH (U 12 R ULA 3-5, FREE  EHU)  BHHUA) B (aa)

RS RNR G Gh, Thes BPR 14 172 4

BHRA T H S EHEZ AR (laxaa),  FRE 102

3-4 EHReARERERETEEEIERER


https://omim.org/geneMap/3/576?start=-3&limit=10&highlight=576

P —t =)

=t —}

(18 3-6 ). XFR A TESPUUHTBLEE , T BRI R AR E 27750 e R EAS SR
PREAMEBARRGIX I o S RIS IC SR E P B R ZR 35, L0 =5 TE Y e (AR 8 A A ] g

Pty %40 (4a) Walr 5 E(4a)
A a A a
A AA Aa a Aa aa
IEH AR (A4) BN (aa)
A AA Aa a Aa aa
FER 1E3(44) i (Aa) ERAE = #alr # (Aa) B (aa)
R 1/2 1/2 AR 1/2 1/2
ML 1 : 1 B 1 : 1
3-5 EBREARMEERETESEREA 3-6 EBHREAREEEREESETEE
IERCERR BeEfR

BEMELFEC Caa x aa) I, T ICRER 2032 R o 1 T B E0R FE BRI, X AR AR IC A4 R] BE
PR D, FURTE A A 358 i B e R B s AL vh A RE WL E)

=. BREFRIEEEHIRISEE

—JBEAT G R M B A (1Y SR AR A A R
WG 5 075 N VAR 8 S X N GBS TS oS R Ve SRS B¢ ERE ) el b v S| =R 93 ] D | eSS o
2. BERRCERBELLIE R (BRI EUR AL

o

3 BHWENA V4R, B AR ] 010
IS 273 1T R U 6 O S MR R, 5 ®
AT !

4. R BCE A A A R R Y, 8 B AN T
LGN G AT AR R Th e DA S iE S — u

)%\% o
5. T SENEBLD ( consanguineous marriage ) AN v
S AU L BRI T 0875 3 o Al 1A 2 ol 7
J6, AT RSt L 2B A — > Bk Eom £ (K 3-7), 3-7 BREHRRUEERENIEERRE

M. BRI E NI
(—) ek LB R AL AR

TENG IR B SRR R R B R 2 R b A/ R R i 2 BB ARG L]
T K EE e RS T 1/4 MESRIELG , 3 th TR BT (selection deviation ) BRI . FEH Yefa,
PR MBI R R b, B — D5 A 0 MO R A 23 DR A i il I i 5 o 4 L 350
F 1 1 BB, FRA5E 28I (complete ascertainment ); 11 78 5 Y2 (AR B AR K R b, — X R i
HOR DA T B | A RE I FIE A 20k, T JE B T W R B K B

AFE2HHIN (incomplete ascertainment ) A HIA (truncate ascertainment ),

IR —XF RIAHEIE AR #5 & ANT RAEE — DT, XA T BRIy 174, 8 ik
X% A IR LA 374 BRI LA A — % IR BE T, T2 5B Lo 100%.,
TR — X RIAHE T H ANV E T AT XTI RRER N 1/4 x 1/4=1/16 K 2%

BEEEE
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E—HbD

50 o

EFIEEFEM

BRI — N BIRIIER R (1/4x 3/4) +(3/4 x 1/4 ) =6/16 , WP H ;s T A% T
FRIEH HIHER K 3/4 x 3/4=9/16, B B UM AS: , X AEFE A A= N2 F IR EET, 1 F B e ]
4/7, TN 174, FELL EAFTFLBHRZNZEE S WS EX Pk mar. e
TR Y 0 R B 38 1505 S 3 TR B 1) & 6 L AR, 4 R ] Weinberg JCIE# W AT REE , A IE A R
r—1 -

ke =—§ZES_1 ; X H CONRE W ;0 HAIEHE ANEGr R 3%Z BB (BLEE IR H ;s
[ S AL, Weinberg JGiIE & 1k () AR J5 BB S0 UE 2 N GE b 2 15, A3 S IE 3 (8] I 18] A9 220
He

BN, —T50%F 11 AT R R H o 5 a2 8 A 46 T 36 3-3  7E 3k 23 MRk, G E A 14
N, B HE R 14/23=0.608 7, KR E T 1/4 BOFEISE, i F A E AR TR, W] €=3/12=1/4,
FFA o Y O R B E 15 A8 1 BRI 005 HL A1)

= 3-3 ZAAMRERE Weinberg FoilE&E FRIER

BIRERE s r a a(r-1) a(s-1)
1 1 1 1 0 0
2 1 1 1 0 0
3 1 1 1 0 0
4 1 1 1 0 0
5 2 1 1 0 1
6 2 1 1 0 1
7 2 2 1 1 1
8 3 1 1 0 2
9 3 1 1 0 2
10 3 2 1 1 2
11 4 2 1 1 3

JESan 23 14 11 3 12

(2) EFEREERARRNGEEES

i 5% (consanguinity ) S2FEFE 3~4 LA PIAT SL[RIRH S AR (B A9 DG 3R, AT =2 i) 88 A5 R Oy 30 SR 1S
Bt ( consanguineous marriage ). H Tist & HYOC R , TN 25 MMAFT R #E A A DA I [ 4 56 15 1% 1 A ] 45
D7 LA AT S A BRAE 7 SE R 4 & 7 1 T R S P B K . PN B MR e — LR i - 2
A 7] 35 R A R 3y 35 % 280 (coefficient of relationship )o AR¥E SRS RELA KN, AREE I 2% 53 WA )

SRR

—GR)E AR T R A MR M1 Z B RS R B 172, BMA ] Z (813 AR R Ry

172 53R RAANR, FHLZIE] 1/2 BPRG R BUUR— MR SEhRfE L AT BER T 80U h T 172,

TYORIE AR HLACRE SMEACEE PN TPV SN AN OBCE B [ I R R Y T

L RAIZ R EOY U4, M2 FER AR B0 14,

YRR ZARRG AR RO 18, WIZEN AR RIRER N 1/8 BT SE , WG AHACRE G AME INE: &5

AR Fe B2 R

Ul I 90 LA A , 2 I G A AR — 20, BE DR [ BB s A — 2[Rl BOUAE 1~ =2 [ ) 53

SFHOD 1, I () T AT S AL



P —t =)

=t —}

15 G — b i Y (o AR B S 0 P B B AR A 17100, — /N EaF & LIS BC i I AR B4 & 8 IRURG:
1% 17100 x 1/4=1/400; I H 53R (ZHoEE) WL, J5 AR &0 KB R 1 x 1/8 x 1/4=1/32, j&Bf
HIUAR I 2 995 AURE 9 12.5 435 5 G SRl 20 L 8 5 G C R B e 3ot A R 486l 0% 4 171 000, — 4854
FHEALIS EC S AR & XU g 1 x 1/1 000 x 1/4=1/4 000; T 553 (=406 )R) I5 0, 510 &
S AU ISR 1732, ML IS C A0 KU 1) 125 i B LI SR IR AL & FBUS 0 Y iRk bkt %
P14 29 DX 386 v, T L — o e € A B P 35 A2 PO AR AR R SR I, ZE R e 486 2 A e B A1
I SRS TC A R AR T g RS, sk 5 o TR1 I, — 2 AL ) G B AR S P a8 A2 R AR AT 2 I SR I
e

BT | X ESEERE

T SR A ] — A R B B P T X G A b st g Oy U W Y, B XiE B
(X-linked dominant, XD ) i#4% ., 1 X Je@fk W EEOR RN G EAER AR X 3% 81 B4 5500 o

X GEP R RS R st SO T2 G s . BrERA -5 X Rk, H X ek L KRe
BOBE AN 2 O AFAE I, FE Y et b Bl AH X B A SR FE R, SRk A 2K & F (hemizygote ), T 2L 55
PERY X YA b B R AT S AR R R T  TB R X G R B A S R L BE AR R 15K
ok R BRI 45 2o L, iX Pt i 77 PR A 28 X35t A% (ceriss-cross inheritance ). 53 1215 Fl5¢ it
TR SR E T X e A b i SRR 4 i PR IR BB R W 2E BRS04 A AE 3G W Sl (R ) 22 5, L
LR AR TR Y A

X X B I PR A R U, 2 A T A% X St A R ] — 4% X ek AR AR B0 A
LRI, M B E HA — 4% X Gl DL PE R R BN 2 5. Rl TEHREEEF.X
Y RS R BT 4 i 1) 2R BUAE B % B R RE 58 A e b R B Ok, BT DL B M AR R IS AR A i
PEZR G W T X QR BEHL G e 18 55 HoR A 72 A, iR Lo a6 8 38 e 1 T R
S

« {RCHAER Hh M E 1D

B R £ 1 AE A5 (hypophosphatemic rickets , X -linked dominant; XLHR ) ( OMIM #307800 ) X
ryrdet £ D M5 (vitamin D-resistant rickets ), J& Albright 76 1937 £ 5 e #fig iy, BILHTH
IR T R F)-FER R AT PR B, 7 A ) LA B A 0 AR R R A , BB M i 6 M7 A — 1> BRI
Thim . BILZT 1 RS A ko, RN B#E TR A KR TR SRR AATE . R &
$e R DI AREM IE AR AT . 5Bt A R R, BRI IR b AR ss
MAE. ZHERFEZNIEG T BHRZ T HERFE AR ER, DB A 15 DA IR
FRER MAE , BEA WY R A e 8 Ak (181 3-8),

R Wl TR £ 10 A 14 A8 128 95 1) B0 ik Y PHEX
(OMIM *300550) F 1997 44 52 e, PHEX Jk A
FENL T Xp22.11, HIEH =9 PHEX EHARE T 1
TR R 5 18 A 8 TR PN IR 2 I, TR 2R 1A
B E B RS B oy R e, W

I

qb
z

[(H [hH

ﬁé

PHEX J& PRI 565 i Ak 2 2 S 30 & A ) &

P ) . T IIGE X Xalake)
oAb —L5 O H 3= A X4 i 5% L 3-8 (EEESER A EERERIE

% 3-4,

BEEEE
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Comirey EFIEEFEM

7= 3-4 —& XEREMEEREM)

BRI AR ESLE =L OMIM  EmEREEN
BEMRE T BB ornithine transcarbamylase deficiency , hyperammonemia 311250 Xpll.4
ZAE due to
F e 25 SR TR orofaciodigital syndrome I 311200 Xp22.2
Alport ZREE 1 7Y Alport syndrome 1, X-linked 301050 Xq22.3
G6PD it = JiE G6PD deficiency 300908 Xq28
R RIIE incontinentia pigmenti 308300 Xq28

—. IEECSREIRF RN

X3 B S P 8 A 1) S P O S R T X e Bk A TFRHE(XAY)
M b, HE— 4 X Y oA I A7 7E 28 A8 IR (B £ 1k x Y
FETEBMEET) W8RG, Bika TRy xe|  xixe xoy
CX'Y) G IE¥ Lotk (XX ) BRI R 3-0, - ERAROOO| FEE =
LN GgAE , BB M EOR N — e 4 L, A
SALY LT, BT LB PR W LR 2 B, LT FRER  HHEBRFEEXYD)  EEBHEGY)
A IEH . xR 12 12
LA TR (XX 5IE® B (XY) iR BRI 1 = 1
B 1 DL 3-10, 8L F 57 Y o ik i vt A%, 2o 3-9 XEHEMHEEREMHEEFEES
AT 1/2 1) H AU EET SRR
E% B (XeY)
xe Y
x Xixe Xy
et e T (XAx)
X rxe Xey

TAER EH ot (exe) ffERETFRE XX ERBHEGEY) BHESTREXY)
s 1/4 1/4 1/4 1/4
HER 1 : 1 : 1 : 1

3-10 X EHEEEERIIEREG FRESIER SIS ERE

T3S 3gA% X BRI A 2 AL A 88 , e 5 W UM A B4 R Y
HE K

= XEHEMHEERIRIEHE

X PR P A R R A I R R

L ARBPCME R E SR ST B AT LR X B S AoV R R H 29
PRI 2 A A PR R

2 BERCER 7 R R RCE IO WS AKUE TR & 2

3 TR BB E LU AT R LT ARRIER A A FRE T LA
12 AT REHE AU

4. FE P TR P SIS BN  H Y G R R R Rl

52



P —t =)

BB

SRV | X EsilRE®

T AR i — AR BB B JE R T X Gk b, Hoas AL oy U Bt i, RIFR SR X 3 B e i
(X -linked recessive, XR ) 1%, W X Gk 11 R B0 36 ] 465 28 728 5 R i Bom R X 4
Bt it A% 9 o

—. MA&m A

I/ A (hemophilia A ) (OMIM #306700 ) J&—Ff X #E481 Bt 18 4% ) 58 i B 5809 , Al R I
BB LB I A , 240 o I AR N B 80%~85 % , SRR F R I A2 95 4T Il A BR 2 4 (anti-hemophilic
globin, AHG ) . Z i EE VI F- B 2 E LRI A . A A B PRI b e i A Bk AR 1 i =
SEEM D) RERERT , By B R o B R AR i SR, R M N TR S B TR iR
TR 2 FEOCT ik, H B WY

M9 A BIECRFER FS (OMIM *300841 ) 7B 47 T X228, Hi3k R P # 1ty PR VI — o 1l 2%
o I P VITER P AT 3 gk 2 et o A TG 7K A, 70 I TR 245 R S 1 PP ke P

Hofl—sb W H FE A X PR 5% DL 3% 3-5,

7 3-5 —& XEHIRMEEmEEG)

BRI TR RS EZ TR OMIM BREREM
Mz B hemophilia B 306900 Xq27.1
Duchenne JliEF=A R Duchenne muscular dystrophy 310200 Xp21.2-p21.1
Becker JUEFEA R Becker muscular dystrophy 300376 Xp21.2-p21.1
etk X ZE 5 AE fragile X syndrome 300624 Xq27.3
Lesch-Nyhan ZE&1F Lesch-Nyhan syndrome 300322 Xq26.2-q26.3
AR 1Ak 1784 ocular albinism, type | 300500 Xp22.2
P A 25 i chronic granulomatous disease , X-linked 306400 Xp21.1-pl1.4
2 e ne | B mucopolysaccharidosis, type I 309900 Xq28
TCNAPERER [ IMAE agammaglobulinemia, X-linked 300755 Xq22.1
AR REER AE panhypopituitarism, X -linked 312000 Xq27.1
1 %5 ichthyosis, X-linked 308100 Xp22.31

—. IEECSREIR AR

TE X JEPR I % 5 R h i WL R AL IE B i 2o 2 & 5 & (XX SIER B4k (X'Y)
Z IR SIS, AU LA AR 172 BIMER 95 5 LR 172 RO 8, BB 2
PR3l 3 RS ag AR ok (18] 3-11),

AR BMEAFREE (XY) SIEF oM (XX Z WS, A F 2 iR A E R 1 Hh T
S SRR B EEURN I X —E A LOL, INIITA 2oL 2k & 15 (181 3-12),

TR/RTEATE PR RER B B & B (XY) S EREGFHilE (X'X°) Z IS, i+
LA 172 FIBER 2 R , JEL T3 e U A8 A2 1) IR, ELih T3 SGERHE , BT R BLIE W ) &
LAz G T (K 3-13),

BEEEE
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https://omim.org/geneMap/X/755?start=-3&limit=10&highlight=755

Comirey EFIEEFEM

IE# BHE(xey)
XA Y
b xixA Xy
L (X1 X0)
xe XAxe Xy

EWBHEGY) BiEaTREXY)
1/4 1/4

TR EH (X)) AorEitE (xe)
% 1/4 1/4
HEAE L 1 : 1 : 1 : 1

3-11 XEHRMEERTEETESERBIHEEER

BYEGFREXY)
xe Y
A xixe Xy
ER LX)
x4 x‘xe Xy

FRER LA XX EWBEEGY)
iR 172 112
R L 1 : 1

3-12 XEMRMEERSTF S FRESER LB ER

BkkEATFREGY)
Xe Y
x Xixo Xy
LA (X1 X7)
Xe rx XY

IEHBHMY) BHESTFEREXY)
1/4 1/4

FEN S (X)) ok (xexe)
A 1/4 1/4
HEAE L 1 ; 1 : 1 : 1

3-13 XEHRMEEERSMFEFRESLIHEHE B ER

= X EMREEERIEFRIESE
X e e ) B 2R A TR
L NHE G M 2 T SR A — SE I X S A b, PR HLAER 3 S 4

2. ORI, LT 172 BIRTRERI , o LA A0 , 2 W et 2o 5 PR R At vy 5

AR H MR TR E R
3. TR GEAL BB E R LA B AL R LA SN SN TR R s IR A

AT RESE A EX AR T, A I A — A S .
4. R AR DUURG S tEE F AL BRI EE WRAF A v (8, HAOR—E 2

B AR R SR .
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L C =t}
EART | Y EREE

TSRS B AP PR BB ISR T Y B @Ak, B Y B ki fe bR A AT AL 8, FR A
Y ¥ 813545 (Y -linked inheritance ), Y ¥ i 5t % 19 1% 156 R0 AL HE ¢ 17 50, PR O HLA Y 2 A ik PR 3 2
55 Pk, ok Sl BE DK B Y G R HE AT A
TP AL 3, TR PR Ry 42 55 PR35t 4% (holandric

inheritance ), .__O 2

I
1
HATC 22 G AE Y @ik B A 56 1,
Forh B A Y e @R g X (SRY) (MIM - 1 *1 ﬁ?ﬁ
y il

*480000 ) Fl Ak H- 18 £ £ 5E HE P (OMIM *425500 ) ’ ’ i
G EIUBMTESERRERRAE L O O

A AR Bk, BRI TR R, AN ! 234 5 76
AT Y 2~3em W Y R 6 0E T, B AT T HAL 3-14 S EESEENRE

ZHN, R T R R C R o

Bt | KINREERSTRIER

I T DN g A B LR s ATy U R . BB b, ARl SR A AL A PR B0 1
TP LB A AR LB AL . X T —Rhist e, il 2SR MR A ARG 74T, RE Al X%k
o 3 A 07 AR IR ARG I, o] BN S 3 b T B RO XS, o (B SEPR AR v, by T DR e (i AR B
LA BAH I A1 S ANIRIEE D ZR A SR , A7 BE R 2 (S N BU RN R OC 2R AT A 0%, SO LR
FAAY H B, S LU DA Sl 2 m /D i SN B DU 1) 2R3 20T

—. [BERBFEE

— ke U, X Y AR b A 3% A R DR DR B T e AR A B 2R T e M R 2R R TR X L

Rz IE) o B2 FENZE XA Y Y (oA (0 KR R0 R 2R i A7 7 3505 43 e B2 [R)RL A DNA JF 41, 3 — IX
PR G 00 BOAEUEIC 3 224 1) PT RiE 2 Jh AE ML e G A R B s N % €8 A E 48, Bk R B e (8 AR X
( pseudoautosomal region, PAR ). 755 Pk 7 & A= (I B/ 24 Dad A v 7 F X RN Y e (o AR B e (o
RIX IR TRE S A A EA, S8 X R afkn
BER e 4 B Y ek ny [R5 B |, JF AT AR SHOX SHOXY-
By BYEEAC, IR TR e R R S —
PGB NG X Mg A% Iy XFR AR e st
( pseudoautosomal inheritance )s

Leri-Weill 8 A2 A (OMIM #127300 )
ST TP UL B AL P B A e AR R A
LIS B S 4 L T T D A R R T B B b
Ao TENBET, Leri-Weill 2B B A5 1 B A5 4
BEMANBOL I Z T HEEE , R PrHRiZ
e — A X PR AR IBAL A  HIZAE T35t
TRAELEHERR T 7™ k8 B S 0 X B L 7 =,

O TP RTINS RS TR @315 BEREERE SHOX BEA SHOXY

YR IX Xp22.33 B SHOX R FI Ypl1.2 ) BEFREE
SHOXY A (& 3-15),

BEEEE
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E—HbD

56

EFIEEFEM

— . EEENCRIEIEFE BN

MRS AR A 3, ] — R EUE AL A S R MCRAUE 25 710, Toi ik AR 3% A1 AL
DT s R TT LI AR R B AL 2 AR TR 9 o A BRAE AR SE & IR RE ok B B Y S5 55 A
A REAAAEE TRE L 2E 5, BV R]— SR R ol T 2R ARG P [ A 1B 25 12 i) HER R T REAS AT
TG AR RN, 7 A AN [ AR A, IX R LG FR R 8% EITIE ( genetic imprinting ), HARAEPI 2 ENTC
( genomic imprinting ) B R CENE ( parental imprinting Do

AL EIC AT R S A 3s A% 055X, AR S A s A B R R A I — R M 0 e AR A%, T 5 5
— PRI EARTE S, BN, Prader-Willi Z545fiF ( OMIM #176270 ) Fl Angelman £E-&1iFE (OMIM #105830 )
A BN S 5 | R BT8R B L LK R B IHET B A/ MEARPLAEA 42 T
ANERFIEVEREAR S5 R BN A KR AR IR G B 1 A m B ™ E AT AT LSRR AR . X
Tofst A ) A R B 15 5 Y A KR Bl I, 5 LR H RS2 A8 3 A A MR mT RE AU L B2
AATT AR R B2 SR B S e A (SR HE ) I, 23 [ Prader- Willi ZE5AE 5 17 5 AT 4R R 4 )& B3R 1)
SR YR (RAZFEN) 1, 22 H Angelman ZES1E

L EMC R A TEFL S W RO IC TR U, JF 22 i F — AR — A o (BB AL ENTC AU R
SR RIA , BN — PR AMERTSUE , T — Al i BE R TR IR 2, ANl L K 4 DNA (955
L, —RAE T —ARBCT IR U, IHA B BOEER , 9F 42 T —AAMA R BIE BB i

=. ERFE-REBXM

(—) BEREY

1845 52 BTV (genetic heterogeneity ) Je4E — Rt (PR AT L Z2 AN 198 A 2 s e . st s
S JO P SCRT 73D e DR A S i P RS e DR S i P

BE DR VA S TP S R — 5 A% e F AN TR R DR e b g PRI 2 A 5 R Y . il AR SRS e H A R
DAL ME— SRR 0 S R H 2, 24 TR s R M H R 70% o Feist e X an g AR L S AR B o)
ORISR (Z0d 77% ), W E R R PEE (2905 21% ), HARJR T X 8L Y 148l
feRZRAT AL . Hoh  SUE AL e ORI S A% i AR 25 G RV H B AL AT 80 RS i —
X [6) Ay e AR Bk st A% B AR 55 AR 38 R0 190 5 41 1Y) B P B8O 5 PR AN A ] — R AR 67 1, B —
AEARIFE R R AAbD , 75— 2RI IE R AL aaBB , 152 1A 35 R RLHE S AaBb , 9 FR S WUEE 44
4T (double heterozygote ) EANS K (K 3-16 ),

[Fi) 3L 0 T LA []— DR A8 B AN [) 587885 R 1Y), B A07 BE DR S ootk o f9iln L B b Pt 22 i
(OMIM #613985 ) s th T B BREE ALK (HBB ) JE R 9 7E 5 162 B BR AR FIREE S Ul b sl R i 5 B0
WAERAL. FAT, 2R B 300 ZREES S B MR 3T LAY HBB BN , K2 B0 T il
B T2 HBB BN e 5 Y HEM IR AT , AL AL th Tk Bk 2k B0 HBB FEPR B 5878 | ik 2
AT E B B° IR AL 2 AE AT
M2 A T 5 R A M AR B e R — 1Y B

(Z) EEZME
FE R 223501 ( pleiotropy ) J&¥5§ —~3E&

O CED

@O CEn
CED
a0

T BABE R S MR B (B A EE
WD AR L A A B A

CURER ARG . HER AR R e
BT Y — ZR 91 A Ak SR TR 5
CRE TR, TR E YRR IOTE . PRI, =316 EEEEEEREE

0 CaD
= melai;)
(&
D
P
=

mET
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BB

— AR A S ] R A T i A A A R ) AT, DT S A A R e A AR U2
Marfan ZE 51k COMIM #154700 ) J&—Fh i TR AE 8 1 (FBNT ) FE R 285 R A 4 B PR 2 2 41
B, FBNI JEPUENLT 15q21.1  FAAEZ Rl i AR R , B8 DA B b s | DU R A - o i
st F5 (BE) 21240 S kTR (BE) AR 55 B 8% R G0, SUR ieRARIBAL T LSRR , 16 7T A 22
RERENS . T8N kd 5K SR S50 U4 REERTIE .
(2) SPBERRIE
HM i (penetrance ) A2 — A BE—JE R AL A AN A E R BRAE Hh s th BUI SR B A 43 L o
AN FEET 100% I FR - SE 440 8 ( complete penetrance ), KT 100% B} AN 58 441 4 ( incomplete
penetrance ) BUAME A A, LUIZ4E (BE) Bl AT BRG], 18] 3-17 SR 2 — > MY R N R0 0] G 4 1) 22
5 (BE) S AL BRBE, R R SSE# I, i9SCETL #5000 5L D, (H R 400 107 1
545 (forme fruste ), 76 35 iy TR PE BT, A AFTE L T
W64 (skipped generation) FOBR4 ., BIIL ZEXAZK AT 1 —1CO,
SR 2 A 12 8 B B A AMAEC 5N TSk bR B 248
e
1

(k) AL AN 4 N, FEAM AN 4/5 % 100%=80%. — P ﬁ

PR 9 41 33 5 AR 2 24 X S 735 4, A0 T 5 O s W o o 4 R :
A AL, ER A2 (b ) i B0 3 R 51 22 2 L P HE E
Geii (BE) M50 5 M ARIERY, BRI X bt BT W O—iz I
BHESE P IR SN 0 E 9 A AP PR S8 2 o
DR v, T 2248 () JRE S0 55 R 0 0 S0l A B i . 78 - E O &
ANGEAHN IR AE I R, T S RS B AR AN R I ! 2 3
SR B THE AT LR S EOR EEREA R, S 20U 3-17 35 (R) I Al BB
O

FILPE (expressivity ) SEF8EAN RIS 1L T SAIEREE IR A2, A 7] 55 R 8 A7 Mtk mloe
TR IRLRE Er25 5 Blan, i & B AL T (OMIM #166200 ) J&H T COLIAT RN %78 SE31),
HETERAE Z & adr IS SR SR, TR IlE Rz
0] F B A R 2 [0 32 BT A 22 57 SO R B AR TR, e R T Al LB 5 LSS, i T
BEATRIUN R MR 0T, B AR B AR

Ak 35 F IR SR PN AS [R] AEE , HAR A 1 X I AE AR R B TR R A 5/, 2 7
FR TR 111 28 B0 B0 B 1) S A P BN AR T IR BLRE B K/ J2 A “ 1 [l

(m) =24

I @A (codominance ) JEF5— X 7 JE RO LA WERMESC R FEZA T AN SR X VR
P38 RIS . Billn, A2 ABO Il 548 (OMIM #616093 ) MN [l Z 48 (OMIM #111300)
P LHHAS DR AR T Fhast 1% 7 =X,

ABO IR R Gt th— 25 S5 3 N (A B A O) #8110, AL T 9q34.2, A FEHFN B K N
i, o A FER Gt o -3-N- SIS -D - 2R S B, B SE 405 o -3-D - 2 FURE L
FERE; 0 FEPAVE IR BV, A7 A DR R A Bl . DRI, — A S8 B D 2 By 6 A E
RIEI T AA AO FERI LR A BUI0L, BB . BO &R R34 2 B #4101, AB JEH B AB BLIML, 1 00 $& K
HA O A,

(fr) FEREME

— Ay BAAEEUR IR 22 A T (Aa) EAE I, DR800 SE R AN Rk sl Rk A B I A 5
A T S e A B0, JLA 3K ) — 2 A AT I 7 R B R RS A 6 I IR, X P B 2 Bk O 4B 3R (. 1
(delayed dominance ),

#1411, Huntington #5 ( OMIM #143100 ) J&—Fp#h iR AT PRS0, BUR LR HTT AL T 4p16.3, i

BEEEE
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EFIEEFEM

FAEAERMGEL A 28 1 A8, 28 R SRR N Fe A, IR IR R B AT M B (R A M SREE 2
By, WA o I I AT IR R IR AR MR PR A R DR . A E TR 30~40 & K0 (AL
FE 10 % LAFITRT 60 % LU A9 A 1], J T B3 I 1k (93 .

(73) MHEEEFIRMEE

M A% A% (sex-influenced inheritance ) fEF8 07 T YL AR YL, B T32 BP9 52, 22 &
T (Aa) Bon 8 F M A el L) 25 Sl SRR SR R 22 5 filin, I R R & 1 BlR T
YR B (DR T B R E R 2 TR E . BHLET (o) IS AT SE
R, B R DSk T O [ 8] R R 2R A T R X R IR &, SO0 B M P B Sk 5 i 4
PEARGT (Aa) RISk BB A SRIE TR . BRSO LT 3q26 MR R
PEFE R (AGAL) FEH Y FRIE 22 BRI LR (52, (RS HA AGAT LI L 24 &, A
S PR S BUAR NP R ACE T 5 AT BT IO AR

PR35t 1% (sex-limited inheritance ) &4 07 T 5 Y (AR [ A BE IR, Hy 5L R ZRaB 1k ST B, L7
—Fp PRI, M 5 —Fp PR RIS 2 R RE RN, (X SE L R A AL 25 T —AR . BRPEs 4 il RE 2 )2
T 58 G VA 2 250 b 0 2 5 O 35, AT BB AZ PR 3R 430 TR A ) 2 S R AR e PR R — i)
ORI, A0SR R G AR i MR AR Y TS 1 L (OMIM #176410 ),

() IAZREY

H T BREE R 3R A A 7 A 1 3 A5 G 5 2 — e 25 DAL i 7 A 1 2 AR [ AR B, 3
IR 25 DR AR AT N AUERAY ( phenocopy ), BUFRRAEL . B4, H G LR Btk s A4 1 B3 1A Y
(OMIM #220290 ) 5 Z HMl 1175 A 1Y 22 AR A AR ) (10 B2 W 28U, X b bR T 24595 DS 1 38 W R R 43R AL
PRI 2 T I3 R R A ) BT 3, A A= 2 40 7 v S5 PR AR B ) o2 BB S B0, DR R I A
LA IRIR,

9. EIERERS

[A] P8 4% 5 M (mosaic ), FIFRIR G A, 248 — RN & A IR T —A> 32K RS AL 4 AN [R]
12 FPEl 2 AL ERYAIME AR o A T B DR R UL, 1k B AR VR iR BT A A PN Y8R ) I
RAGEAEG R o HEDH SR A R IR ] R 5 78 240 M A AR 240 o BT o ) L B T it S T
BE DR 2700 i Y i R o A R TR AR T M R T 2 40 TR 0 43 5 2 T, D A 240 i R A= i 2 i v
AR BEAF R Ak DR G AL 3 45 B DR 548 R AR AR R 0 I AR A I 23 B9 2 ), U Bl B R 98 R e T
PRI, B A R 20 e A, Bk R 98 AR R AE TR B AN o, B AR AR A ik 5 (germline
mosaicism )o

AR IR G AR TR R R B AR, — MR A R B R A B s ) Bk AR R AR
FOZA R AT A TE A SR S A i G A . B TR & B I IR B Be A AR A
S HABAAR AN RR BT 1, i LA FE i A RS2 e ) A S A0 (R AR EORS 1), — O 2 52 i 313 i
FHTE4T DNA S0 Hr B Al . R A= GE ik & B2 B2 JE w RXER

A FE R AR AR 1 R R — MR B (R, R T —

BN PR AR X SRR ERR B DMD B X Bk ] , .

R R IR AR, ELAS ARSI BRBR, M T

AN Gower fiE. 141 3-18 BRI —MEATHERILAENE R ¢ [ O ]

- REL(DMD) (OMIM #310200) FZei%. Zitriisc (k3 Akl ih ! L 2 L ’
m 1 2

BT DMD BORHER , FC T AT DMD A LU A 2 R R 11
AR T AR A A LT AT DD, S % 1 P A T ik

BARFRRET o DU, R LSRR AR IE 5 1, — BG4 4G 318 WHTHEEAHIE
WA RFIAIR ) DNA B (B SSE TTREE IS DMD L. SR



P —t =)

=t —}

h. EEREH

AL L ( genetic anticipation ) SRR R AL g G A b AR ) S LR s o e rp
23 R B ORI AR TR/ SO S R RSB AU Y4 , ShAR S AR i A% FL I 73154 A

/I 2L 5 2R R TS (OMIM #109150 ) L FK Machado-Joseph 5 ( MID ), f2& — i e € {4 i
PEBAL AT IR 2 RGP , EZLIILTE O DR MR ERZ sh % M FRIE. B 3-19 BoRiyje—
AN BE /NI A 8 TIT Y %) 22 33, JH v B gl ] O S P B0 J DR e A i i R v, SR R
AR RT AR L RS . R ERE T 1
50 2 FFhG e, A I, JORAEIR R 42 & 5 =AR
BHE I RIRAEITE 27~30 %, Ti5EiE# 1, ()L T
IV, 16 15 ST A . A R EUR A ATXN3
FEANL T 1443212, KGR JERUZ FH A i iy =%

1
TR (CAG), EH AL I, EH KAy 30 430 2 27
CAG FHUBART 44 K, MR HF MW CAGEL K W |, ., 7
BUTE 52~86 Y, A0 T 45~51 YA CAG T A58
v M OO
1 2

5 6
LA, TR B IR T ﬁ'-" é
=, 540, 7E Huntington 5 JEPE X & KT 3 a 5

LRE MR L A K R M ep, ] UK BE i 3) 319 BE/IMRMILRAE Il BRI
BIRAEG BRI BB RO RN o

75 X RBIAHKE

Lyon UL ZHEMI P 4% X e UATENR IR & 7 FA0A — A5 BEHLA IS , By X B iR (X
chromosome inactivation ), BUFR A3 G VEH ( Lyonization ), N2 PEAR A A TR 45 X e ik B —&57F
B AT

XFF X A AR UL, B GT, HoA B R AR S S A8 Y, PR o 175 2 AR™ 85 X T
IR G T BRI B ] 2 S B A N A AR 20 M ity A P DR A X e AR T, 55—
A B R Y X Qe R . XARTE XOEBT s b, Lot e G 1 R PR RE TR R A
BEER, HARRR A — , ARBERRER MLAE PR AR 05 0 P A 5 SR A DA 155 108 A, 8 o2
Fe i 1 DU AR B IR ER MAE T AS 22 B B S e B R R s T 7 X SR B g5t A g v, — 2
Aa T H R B SRS 1 I RAEAR , IR RN 7R 2% 6 1 (manifesting heterozygote ), Ul
PRI VI ACH A BT 23330 H L A 10 U8 0 ) 2K 9 I RREAR

=]\

PR DR i P —0F T R DR T A A PR A o A DR A f) B PR A AR [ A 1
TR F SR A, AR d B AR A o WIS NS At A LA — SR T BRI 0 A i 7 ko
AR 23, W] LA E T A B e — PR BB 70 S Hh = A5 A i A R R A T G mT BE A A% 5
2, A AT R b 2R AV 2 — 3 e e ol 7 ) R XS B e XU o ARG S0 R P P e e
RIAEEA7 5 PR i) Sk G P 5 2R B AN ] B PR v DA e (0 A i it A o e PR R it 12 X B
PR X BRI A Y I Bist AL 5 gt o, dg—Rhigt A 77 SRR A R i RIS RHIE . (A —
LB TT Sl PR N 2R 20 FE L GRS VAR i 383 R, 5 5507 22 B AT DL AR

(M K )

BEEEE
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Comirey EFIEEFEM

BEH
1. Anaffi e — Xt 15 R A B AE P H- 22 1A B (OMIM #220290 ) 1y 3%, Hor Ak F @iy 3R
HUARIE IEH )2

2. iR — Ll B PR A e R LE S R R b BB AR L B R 2

'. 2y
AEBERUT
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FNE EEEE

[ZIER]

1. BEMWERK LR TR

2. 7 BY G R GRS,

3. ZEEMUEMLIEA

4. EARBANGE T FES L RNE &,

N RZHEFIINENR PR R R s AL N BRI g i . — DR Bl 72 245 T 554k
(OEARINYS A CPNIS) S ulSEPRs 78S ESY (EVE LU NG LN IU) /S ERNIR A S PN E P 2 4iNERS CaT1Y. 3
A OB R I R . NS — e MIR AR U AR Sk PR B e R AR A, DA A R A
UL, AR bR A JHEAE |5 ML JRE O IR RS RIS R 2R A T PR A5 , 2 h PR PR 3R st
PR ZR AL [F Yo (1, SAEERI An s 4 (Bb) e A1 7Y HR R R AR T3S 1 A0 A S50 , 822
— X AL HE D R, FLast A% Oy XN SRR IR 8 R AR s A AL S SR8 A2 O R I R 38R
5, —MeAE 1/10 000 LAF BR8P 3RS PR R BURR BE A SR — AR /Do T B (L BRI JIEJFEAE |
o L 1S 58 0k S MR B T A 52 20 06 S a7 K DR ) 42 i, [] IR 52 R38R R A2 i, X Se MR Ry 22 4k
RHIR, SRR A IR, B i iR R SR 22 56 R ( polygenic disease ), HinfE U 2 RN
( polygenic inheritance ) 1% 2 K F15t1% ( multifactorial inheritance ), KRR HAT “FiGRE” FF
fiE, B RE 2 1 s XSS L 38 N, —RTE 0.1%~1% , 2D ERees T 5 ey , i HLEREE R 3R AR 1
RIS . PRI, AHED 15%~20% HMAZ BT 25D . 3k 2P i it A% [ R 530
BRI R ILRWER S R, iR 2 K+ 5 2 221814 (multifactorial or complex inheritance ).

L5 B PR Y 5 DL AN TR, 2256 PR 22 5 L LR LI T A ) 22 X0 S A HE DR B L RV T
T L L PR X5 0 1) 2 R B kAT KA/, PRLIE T 23 28 ) (major effect gene ) FAE S A (minor
effect gene ), FRFE AT REAFTE . FE I OC 2R L (B WOACEE R AH B 22 1) S B 2 70 AN Wt , 22 o 2L
Z X R VR IR R Z 5, AT LUE AW S A 800, 3 b B B S I 25007 (additive effect );
AT T 3 S5 PR B RV I B (additive gene ), 22358 PRI FTEBE PR (19 3l 402 — b A 9 7028, B
SRUE T3 1 DL AT 2230 PR 728 S 1) 3 A% 2 iy, {ELATS A —/INA 23 1T o BRLRE TR S T 5 L, 91 2
95 % 141 [ IR e AR 200 J i 221k PR S 78 I B0, (ELALAT 24 5 %% 1 R 02y A4 B 400 L 36 A2 1) R PR 5%
ARRT L o [RIAE A DO AL A P AR S R A DL B

1 | HEMWRREE

—. REHRRSHEK

TE SN B A v | DRI Y 27 [ ARSIV 5 2R 550 WA, PR AH R PR R AT 5 A ) PR ) 7 S A
P S AT AR ARG, 1T LA S 4 2~3 B (I 4- 1), BRSEREIFRMBEA S AL I RLAHRT |

N, BRI Z) 52 B2, i DL PRI DR s A% PR IR B R BB PR IR (qualitative trait ).

Ry, 61
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/N

0~5% 45%~50% 100% PAH {51k
PP Pp PP HER Y

4-1 REMRERSH

2 R 5 A% I MR 09 728 S AE R A T B o A R 252 1Y), R RIS ) ) 22 S FUR 1 22 501, PRI s
PERFCH B MR (quantitative trait ), B PEARIS—Fh AT & 0 A B2 ACBUER bR, 40 S AR
TILHE | L7 A T i i a8 40 ( body mass index, BMI) 55, BEAH  BEANARTE X Se 850w PR R 5
(B FAFAE 22 00, 2 30 P I 38 2 2 W o 0, A o B AT P A L o 2D, DR 40 A i M IR R
O TP BME . B R IR S o A 2 Ut 2 i it i SRS (8 4-2),

B RBIT

ks 2.sd

a8
L |—'_"-’ : L 1 ! E |
1.55 1.60 1.65 1.70 1.75 1.80
¥ /m

4-2 HEWRK(AEB)ZESH

—. HEMRREE

B PRI P A i N B 3 S P (R s S DR 2 T 1, I 4, S S el 3 DRI Al S i PR
PRIFHIWE? B B 3 R 3 I BC PERIE st AL L]

A =X AR Y A5 HE PR N DS B s, EATTA0 2 AAY (BB (CC/ o 3K — W A (S LR v
AB.C % H A E 1 55 (165em ) FERH 3N Sem, #3E K B AABBCC AMA A #H A (195em );
M EATR A A7 B /4 A 7634 B i A9 3L i 0870 Sem, SU3E AL A7 AYB/ B/ C/ € 1AM

- BRIEAR (135em ), A T 1K P94 Z [0 9 B R T A BLC A AT B O Z I AL G o B — 1
- (195em) M (AABBCC) 5B (135em ) AN (A A'B'B'C/C ) SAE, IV~ 1 A2 T, HE DR AL
CAABBICC . RIS B, T 1R PSR AR b T EREE R R AR, T 1AL A 2 53X
IR R IAE R BT AR PRIT AT BELISIE , 30k 0 e 5 (R A 452 53 B e
HILATHE, TN 8 Bk TR T A IO BEHLES £ T 64 BRI 4% SRR % B R TR A
ESHL TR T 4L 60 GRIARAT 6 MNHHE T B B R R IE N L0 AR T R B R R R,
S 142332941506, BITHBEECM A 1.6.15.20,15.6.1(F 4-1). FPRFE 7 41LEH
SRR R TP LRSS A 5l SR80 S\ 5 R 5 R T TS R 1, B I B
MR (18 4-3 ),



FNE ERER

F4-1 ABR=UEREEGIERAS
BoF ABC A'BC AB'C ABC’ A'B'C AB'C’ A'BC A'BC
ABC  AABBCC  AABBCC  AABBCC  AABBCC'  AABBCC  AABBCC'  AABBCC'  AABBCC

A'BC  AA'BBCC A'A'BBCC AA'BBCC  AA'BBCC’ A’A'BB'CC  AA'BB'CC’  A'A'BBCC’  A’A'BB'CCY
AB'C  AABB'CC AA'BBCC AABB'CC AABBCC' AA'BBCC AABBCC AA'BBCC' AABBCC
ABC" AABBCC' AA'BBCC' AABB'CC' AABBC'C’ AABB'CC' AABBC'C’ AA'BBCC' AABBCC
A'B'C  AA'BB'CC  A'A'BBCC  AA'BB'CC  AA'BB'CC' A'A'BB'CC  AA'BBCC A'ABB'CC' A'A'BBCC
AB'C’  AABB'CC' AA'BB'CC" AABBCC' AABBCC' AABBCC' AABBCC AABBCC AABBCC
A'BC" AA'BBCC'  A'A'BBCC"  AA'BB'CC'  AA'BBC'C'  A’A'BB'CC’  AA'BB'C'C’ A'A'BBC'C'  A'A'BBC'C
A'B'C"  AA'BB'CC' A’A'BB'CC'’ AA'B'B'CC' AABB'C'C' A'A'BB'CC' AA'BBCC' A'A'BB'C'C' A’A'BBCC

T L b e S AN L T e o
BN, T3 SRR L 2 MO, NS 3, B %
st BB, BAh 5 1 4% LB 1 SR A A -
LT AR TPt T B B e IR T 165em MRS, F 2 4R
A A A 58 4 52 4-1 R 4-3 W4y, FREEIA
AR 1 T 2 R Sl 1 6 6

AL B T LT 8 O R 2 7 L 2 in BN BN s
S, BT 9 5 (D 2% SR R S 5 )3 PR i A
L4 BN RIE N 2 I B2 oy, et o oo T 2RERERIHE
FH 7 60 160 0, A 2 2 44 (R S O B, DR
1E TE R G 7 A G, AL A FTAE “HEa T APEEN & B T 20 i
frp A JEAR R T A BOFEIT, o IR A 5 A SRR IR, F R T A O A T Iy ) S A
.

AL B0 T T LA 1 76 2 AL PR v | SR PEIR 38 A 4 T B 7 (L
A R B3 P R S A T R P B BB ) ph AL AR T B B
ARTHT 25, F IR IR IS A A2 AR 5 9 LA ) 268 R K 9 e 2 A% ) DR T3 B
AT 2 5

R, P MR 1 3 SRR - R T ELVE 2 SR A
e RGN B TR IS PSR B TR UM B 5 FOSE BB 50 ], — T304
GIANT {30 I 8K T 25 7 AL a2 T B A B 610 700 R L7 5 AnBvRHo G
BE FOTP R AN S B AT 2 BN BT, I 24T T (9 EFER B, Pritchard 2% B A 957
SPHTT GIANT $cHi2, 33185 th AT A L3 100 000 A (5708 SRS A0 B4, e S0 57 S

R 2 T IR PR B iR b B TR [ﬂ'\

15 15

iR}

B 2/, DA TAREHE T AT 50 M (X 0 TPk, LI e/ o T 549590
HAEREASEDAL b I E AT LT W S SEIK o Rl LR BTG A B s T 8 e
) A FE B Comnigenic model ), AN K& BUEIF X R ZHRMIMMEE . 5LUERIABAR,
BRI S DR SE RGN TP T B0 6, (EL , BRI A RIS AR, A T E R A
25 P AELEAR A o PRI, A0SR — A S T Al — PR, I 4 T A A S . B
P P 245 1 S 3 388 A, A ] — RS R e T e B S e HRAT DGR IR A0 2 . 38

IR R AR BRI S A e B R

1926 45, i SEFF 4 OFFE5 F. Gallon B411 7 T IEIT S ALt W0t 204 ¥ 00
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EFIEEFEM

FIABATTRY 928 44 AR T L B im A Hh 4518 - AR VUK B A (B0 TREACP I, 72 B O (A
THBGE Y E, M HE AR B & V(8 R RGE & & P AR TR, W T B mm T
ROE- B, TR A By X (E . XA U, B PR A 18 A% i e rp A ORE ) AR 1 2 (5
P, I A SR (regression )o IXFPERG 0 FE T HA B IR, [0 50 G %) # e 22 JL DR 1AL 4
SHAE EEHE SR

BT | ZERBRIEE

—. ZRMERHEE

Z N ELA SRINARONE P TR DR AG) BT 22 35 PR 2 5 11438 A% St 35 Hh st A il — AN
KB B9 UG R A 2 JEVE (susceptibility )o T i85 PR 28 FNER I PR 28 L[] FH phe g A 1A F R FR 22 35 DR
14 XU R A & JE P (liability )o ZEAH [RIPREE R RIS A ™ A 1 22 55, T LADA RS2 B AN TR ) S Jaebt , D
FEPR 25 S ) R DA E— R IR A T, 5 AR R TN A I B B Bt i £ /0, il
HORU, RV P 5 AR i sARAR A NMARFRAR D, KR A AR . P, B P 4 5 bk
S WEIER . ARG B E B R, ST RE AR . BXFP 5 BT U 23
PR 93 114 o G BIR B R Ry 2993 BRI EL ( threshold )o  BI{ERE 3% 25200 A 1) 5 FE A8 503 A W 4« I 5
PRFETHEA (18] 4-4), PR, 225905 SUR T BB DCE, , B b MR R — i, 7E—E 3
BT, BEAR R BRI 1) S DSR4

F AR B S R TCERI AU, — DRI B P-4 T DA S A A
T R IESAAR A (S w0 ) 52 (o) ZIEBIEER , AT B ERRAN TR &0 B (5
Gy BV Z M A P B 120 B DUE 20 A B BRI 25 VE i i B, ©RIE S04 2R i 8
TR 100% , 48 00T HE530 H SA0 B0 A b 22 13 T P, i 55 R 2 ) e T B R
AR LB, 22 FEPRR AR b J v 2 IE A, BT 4-5 il LIS B R X R :Op + 1o (LFH
B R 0,247 1 ANRHERS) J0 B A TR 5 E S0 A 2R B TR 68.28 % , I3 Rl LA A I AR
07 31.72% , ZE A A 5 29 16% ;@ p £ 20 JEFHE I HIFR A7 IE 530 AT 19 S ALY 95.46% , il
B AN TR 4.54% , 2247045 5 29 2.3% s @ + 3o 305 P A0 TR0 R o 16 2540 A i 48T 10 s o AL )
99.74% , I3 R LIS T AL 1 0.26% , 22 A4S 15 2 0.13% o

S LR 5 PR TE 2530 R 28R B i AR 26 M TRE , 5 s M e A (0 OS82 1 R s 35 e
T E TR BB R BT LA, AR A 22 B R 11 £ S5 R Ay e Aot (A I A T AR . ML RRO
ST A A B PS5 TLARE 2 X A (R IE S /04 2 (Falconer 22) BT o i, 560>
S BEVR U 8 2.3%~2.5% , LRI 5 5 SR P (I B 240 205 T S TP I A2 10 B P A 2
h0.13% , H(E 5 5 B I HIE B2 30,

B
}
LR |
DB }
- R ! -—68.2|s%+
i A 95.4|6"{-.
§?::-/ — 99.73% -
0 it — -3c 20 - H +o  +20 +30
El4-4 BAZEMTEHHE El4-5 ESHDHHEFUSo XA



FNE ERER

X TR R, FEBR (ELR A ) o — MR 5 b ey, 50 R P P (B B (T,
RWIRER G SN R AR SEUR RR A, 2 JB PR AP (-5 B (G , e WA S SEAEAI (14 4-6),

= EERREMAE

25 KL DR o A 35 A% DR 3 RN AR5 PR R S R VR T2k, HErp st A% DR 38 BV FH 10 /N vl 3 14 5 Re Al
i, %% (heritability ) MRISHE B, JE2AE 23 RURTE MU B it IR A STk AN . 8RR,
FWEAL IR I DTER AR . WUR— PP 58 42 H st AL R R T, it 52 100% , Aok 22450
PRI 5 2R 58 4 pH IR B PP D | A R 2 0, SRS Z LD I A& 8485, T 3k 70%~80% , iX 7% W]
AR DR AR KA T R T KA, R R 3R A/ P A G/ DN 5 2 22 R DR 1) 35 A5 38 55N
IR 30%~40% , 3% R WIIRIER B AEBR A A h R4 T BERAVE T, 15t 4% R B9 HIARDRHR /N g — i
e, L ABAR AR B , R R R .

TN 2 FE PR ()35 A5 R 1 S AR I R S R A S B S AR e T vk 2 A WA, B
Falconer 2= Hl Holzinger A7

(—) Falconer A%

Falconer A ( Falconer method ) JEARHE S 1IE 2 J& 19 fEU 30 5 1A% 28T G T 1. 2R s AR
SRR, AL AR, T LA T 2o R A SR SR R R RN — R AR I R, B st R (B Bk H ),

h*=blr (K 4-1)

41,02 R LR b KRR Sy BRI UE & By BRI A R BG r MR R e m—#

NBE) TR, H 4-2 THRIRE 54K

e (% 4-2)

R Z — RTINS , AT X B, e ) BRZE 3 R 1 s, JH 0 4-3 T HE I R 4L

po L& -X) (5 4-3)

e 4-2 M 4-3 v X, Ry — MR S B P-4 (8 5 B 2 [R] A bR o 22855 X, 0] B2 2 g
1) 5y B 3B 5 BB Z (B AR HEZE 5 X, R el 2R s oy B P 5 B E Z R AR E 25 0,
— MR Sy B YA S — e U b R 5 S BV S Z R A BR U 2550 (8] 4-7 )30, SR SEUERS )R
Gy BBV S Se b R 8 iR B B P I Z [ BRI 25885 g, S — IR R 32 5 g, X HRORE
JB IR p.=1-q,;q, WICIEE REBRE,

F{E

AR 0.13% \
XR
1 1 1 1 |
-7 -6 -5 -4 -3 -2 -1 [0+] +2 |

\ BIH 2.3% \
g’ X |h MR
-7 6-5-4-3-2-10 +1 +2 43

El4-6 ZEMITFHENREEESBRERXR El4-7 —RREHABEFRZBMETIIEILR
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TR Cpp 9 BB TR AR

X, X, X, a, Fla, Y5907 oy — AR SRS 6 0 BECE & RO R RS iiE 4 26 8 R R A IE S A 1) X
il a fHF (Falconer ) 145, SR REUZIEA FL K RPN MA MILRIFH IR B — 4 Sk
R, —g R — AN SHICE  FamEEZ F 06 R, HEERA 172 BT et MR 5
CEGRECN 1/2); ORI — A NG HBUAA A 5 8 AHACRERISMEACREZ A OC R |, AL
A 1/4 AT REME AR ; = ORE 2R — N N SRk Lk S AHACREZ Rl R HIE A
1/8 (AT REPE AR Y

B0, A NV A 56 A B 18] B S5 7E — A b (09 8995 %4 1/1 000 (0.1% ), % 100 A SE iR 1
AT, FUEHE M —JOoR R 669 AN (RGE 200 A, A 279 A, F% 190 A), Hrffy 22 A
R ARG — G R R I B Rl 22/669 x 100%=3.3% (g, ), SR £ Falconer 36, fHEHA MR
IR X, Tl a,, FIARTER B R AT X, Fl o, SRGIRAR 4-2 5K b .

X,- X, 3.090-1.838

T e, 3367

b 0.37

¥ o (HIRARK 4-1:
h*=b/r=0.37/0.5=0.74=74%

DL IS R, 1A R R X e M g (B R bt A 2B I TTER R 74% , 28 10 3 MRS B int (5 5 A7
gt L

TEGRZ — s A THE SR B BeF, T BE 4355 0 091 2L DG I Py ) R, 8t Xof B 2 T 170 BB %, i o
UEFS S5 8 A BECE R 10 o S R A% 2 (0 A < Xk s i) J9a R 2 % B, P9 jR  — R & 6 591
ANH A 359 NS, HBI R R 5.45% (g, ); TEAF USRI 7 35 15 FE AT I () T X B 1Y) 5227 44
—ZEE T A 54 NI, B ¢,=0.010 3=1.03%. p,=1-¢,=0.989 7, \IFZS /34 4 X Fl o (2

R X, X, Al a, SRGIRASE 4-3 2K b {H.
_P(X,-X,) 0.9897(2315-1.603)
o - 2.655

b =0.2654

1 b EIRAK 4-1:
h*=b/r=0.2654/0.5=0.531 = 53.1%

DL b5 2 SRR W, 33t 12 DR 3% 0 I & AR i ST 2 50%, 28 38 PR A B iast AL A G it o7
)-8

(=) Holzinger %%

Holzinger N Holzinger formula ) (1929 ) &M i 152 4% 2R I , H B B BUAE (1) Ho — 0w
5 B SR — B 22 ORI Y

BAGEAUAE (monozygotic twin, MZ ) J& H — 132 A5 UL B — X WUAE -, A AT T A9 3t A% S mti e 12
SERAAE Y, HAMARZE S B RS R R UL ; WU (dizygotic twin, DZ) & HH PN SZ2 05 BIIE 109
— XA ARG TR, PRI ABATT A 22 S5 e st A RE Al R BRI R 3R R Rl e

S — B FEXUE T — A AR, 7 — DB RFESOR I RER . Horh, €, BB XUE

hz _ CMZ _Cuz

= (L 4-4)
100%-C,,

BB, ok BRAE AT NS Ao O I A S, 7 15 6 B BB 1o R R YA 10 46 5 78 40 XF

U ol SRR 2 4 . MRS IRV TR 67%, — SIRUE T 10 R

5%, fRA 4-4.

oo Cur=Coy _ 067-0.05
100%-C,, 1-0.05
DA SRR 7 BT A A Al b AL IR R TRk 65%., —SEH WLAY Z2 3L R G Huoi R

BRI 4-2,

=0.65=65%




FNE ERER

7= 4-2 HRSERBAIBHARRR STIEE — R FEBBRER MBI EER

a3 —RBHABHEE/ % BE—RERERE% C=Tkeg BIEER/%

TR M i 4~8 20~30 1 62
I i 4 20 0.8 80
THALPETE 4 8 1 37
RN 2.5 7 1.5 65
Kt 7 2UE 1.0 10 1 80
MRS (AL 0.2 2~5 1 75
HHH 0.3 4 0.8 60
Johi )L 0.2 2 0.4 60
JBH + o 0.17 4 1.6 76
iz 2 0.04 2 0.7 76
FeRMEmIE 2 0.1 3 2.0 68
SERAEWEE AL 0.07 4 0.2 70
FERMEHA TR 0.3 BIEEE 2 0 .

ZHEUEH 10
FRMEEL 0.02 B 2

LR 8 0 %
SR E AR 0.2 FBAEEE 7

LA 2 02 7

KT AL A A TR, T R DL LA R - (D3 R R ARRROAG THEL. gL ¢
72 HHRF A2 PRE HHoRpE RSB A A A5 2 00, PR, A FLAMEE R A AFEFIHAR RS . Q5 1L %
SERHARGETHR, IR Z TR S WA R 1L 5 50% , AN BEULHEAN B B A —F it
R IE , —F MG R IE , MG R 19 & e e, —f S e ¢, —F
HIEL A K. QBRI AGE & T B 8L 5 Bk, B AL B RSO AP .
SN PR BB BB R AT IR OF H SRR B B 3R IR A B R st 27 A Al
%o HA—ABILBAETREN, IR AR R AT LU IE 100% 55 TN bR 4, U i 2
T P [ JHAT 3 ) A ST DA g T el AR B e A R AL R R, A R AR R T
IR B A 35 A AAH AT AR, X A R AR TG Y, TR I-A RE A 25 19 & A mT BE 2 2 6 T
AR

=. ZEAFIERER

2 HE RS ) 2 32 B R 2 R B PR AR RIS, 5 B PR L, ELA DA R LA R Rl
5 5 (D IR (0T 3 LIS PG UL 9 22 R LR R R — B T 1/1 000, LR R K5
R RART 1/10 0005 @) 2 5 [R5 19 5955 FAT G RAAIA , K35 552 19 5000 % o5 T AU R o6, o
H R ZTRLI R 1%~10% LT 2ALE PG R AR 00 172 55 1/4 @) th T BocE B i BN, -
AL SRS 22 9 DR 48 75, AELAS A i e € PR B b i A6 ) s D — L8 BRI R S AT R 22 57,
R IR 38 1 1 S5t 01 2 S0 S0 3 AT 0 (3% 4-3); BB 35 X0 [ MO P T4 S 4 R KT ), LA
R I 1 2595 DAL, 25 5 % 0 90 R A, S 8 35 U 19 28 DAL, L3 e, 1 B A 5 4

(£ 4-4),
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#4-3 —ESERERRREINTIZRES

BHAREE %
PRI B (&FA) EE(B#A)
R 0.3 0.2
Johi )L 0.6 0.5
JE% + 152 0.17 0.1
SERMERIE 2 1.4 55
SR iz 1.0 0.7
#=4-4 ZERAFEPEBEGIFIBREZEIXER
N SERERE ERER FERMBRR TR () SR ()
— R 0.001 0.001 0.002 0.005
P 0.3( x300) 0.4( x400) 0.4( x200) 0.4( x80)
— kR 0.025( x25) 0.04( x40) 0.05( x25) 0.05( x10)
Z9R)E 0.005( x5) 0.007( x7) 0.006( x3) 0.025( x5)
B S 0.002( x2) 0.003( x3) 0.004( x2) 0.0075( x 1.5)

« NS ERFBANEETIIRE

(—) BRERSRHRRREIIEEREGX

TEA Y Z 1 222D B HUO R () B TE 0.1%~1% , 135 R0 70%~80% 2 i), AR 4 H 3 —
GOF 8 1 P& AU AT R Edwards (1960 ) A5, BICE — 2088 & R g, SRR IR g, 1Y

TR (g,= g, )5 2438 1% A% T 70%~80% I,
FEE — YRR T AR T A RO R 9
R 5 2385 5 T 70%~80% I, — 2% 3 & 1% X
B i TR SRR A AR . a0 - R 2 R A
BIHN 0.17% , Hastfe %0y 76 % , B#H — 90k
J& T4 KBS R 4% 5 WAL AE R R 100% B, s
— R AR R KRS TR 9% ; W s AL %
50% , 8 FH — R B B A R TR 2%,
BERT D, 2235 DRG 14) F  JRURG: 5 5 0 1) st A 236 1
i %

SRR & ARGt AT L i ] 4-8

A BN, TR R R LR R
- 0.38% , 7E P L5 1 0.38, /TR 12k 5
HITAT, TR 60% , P T
BB 60% MR TR 0.38 AT ELZAMIAE A
ME—BERASTEON b RIS SR T 4, BRI %
I —GORIR B RIEIT 4% . A LA,
AERAE R B BT BRSO, 10— 2%
- RIB KB AL AR, [RVRE AT LU 4-8 it
ATt

LI L LR R

TEITTT T I T iII T
L—=
sik o
FD Bee 77
E- 11 LA
10 E100 T4 /2//:
OF T
2 L dAr o 7] -
2 45‘80 //// //// // |
£ 2 LAV // E
= 2'6V// /] ]
= f%/ //// 3
= 1F4% /// A
o 1 4
AV D 4
E; 0:4?///,/ =
710 / B
i
=0 =
0‘] :lllliili i [N i (RERRNTRE} 1 (I J:
0.1 I 0.2 I 0.4 0.60.81.0 2.0 l4-.[]'I6_C|8.0|l1]

2L NS T YA

E4-8 BHAPBRRERIFERSBE—RFREER
BN SN
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(Z) BEXEBBANESEETZREAMEX
TEZ AR, — D REE R AL 2, WR R AR WS AT o 0, — X RIARALIE S — IR
AT AR ZUEIL, R A IHRIE RN 4% ; R AT A T8 AN BREIL L = IRAEF
JEZLREILA RSN L TH3] 10% o I — X 485 5 22 1) Jos R S0 2R AT DR it i HE— S8 T 7
TSI 5 (3 4-5 )0 31X — i 5 HIE PR ANTR] , PR A BE DR Hh B4 00 A i PR R L 11, DK 4
fesRis e AR L , S AU B AR D LA LT AT A 172 52 1/4 K KU o

#=4-5 ZEREARBAENXKMAT (Smith F4&)
MFEBEE 0 1 2
EREEH EREEH EREEH
0 1 2 0 1 2 0 1 2

—FREHABIRER/ % BIEE%

1.0 100 1 7 14 11 24 34 63 65 67
80 1 8 14 8 18 28 41 47 52
50 1 4 8 4 9 15 15 21 26
0.1 100 0.1 4 11 5 16 26 62 63 64
80 0.1 3 10 4 14 23 60 61 62
50 0.1 1 3 1 3 9 7 11 15
(=) BEFEEBANKESBEB SEREREGX W
S LTRG24 95 1A 338 1 SR 2 221 S VRGO IR, MO A 2 el ! B
TERIEAION, | HCFE 22 TR S v P4 SR 5 o, D8 A AT T 22 1 | v
FORIEIN L SR B 8 A H , AL B A BB S D St ;
%, DA, VR 7 IR A U o ARV 91, — D 11 |
R FLIRII T % KR 2.46% 5 — DTS ZAFF IS 541 2, JHC [l 7 : _
KRR 4.21 % ; AU 2NN 51 H 3, LRI P25 KUy 5.74% . b e
B AR T 2R A B IE IR P, R s A T, — ! o
NI R KRS ATk 172 8 1/4
(M) Z2EEBEIEHARRREFEENESN, FEBANXK ;
Sig1E% ! ?
TE— AT 01 S5 o 2 5 DRG0 0 SR A AR 12 S, e :
RIS e B AR o B AR R R S B 7, 28 5 E i
Ji T XA R 25 5 AL, T VA R S AR 0 725 (e 3 B (ARG , B 25 , Q
TR G ARRTBARG  BORREIUBR h R R ( Carter effect ), 41, AR !
HE R 1% (B 4-9) BREERR A 0.5% , VIR N 0.1%, i
P LA R 5 . BAESE S S A LT B R 5.5% . & !
LI 2.4% ; ﬁﬁic@f‘ﬁﬂ%FWPJL%%JﬁK”‘ 19.4%, 4 )L, St
HRRILE] 7.3% . L5 RS, LPESEIE S PP RIER A 0 o o meprcnserbm
BRI SRR EE M RE R
SENHHE
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ZN=

N4 R 22K 3 RMEAR B UL R 8% N ERE R 2R L Rl e | IX SR El s s Pk o 22 3
PIPEAR R 2 HE D o MR B0 56 X 5 ROV A RN, AT AT 73O A0 PR sl o e TR . AR
oy B S R RS, 2 5 AR e B — e AR BE A BIDRE 0, 3 ol phy B SR TR B 22 3 P
(9 R BR EERR A B o 3 30— Fof i 22 R it 1% R 3R kRN 23805 32X, % Falconer
1 Holzinger 23 AXCHEAT VAL o 5 0E 20 5 PR 40 XUBS A T 1) DR 38 A0 4 S s 901 RREMR R A< R 1
AR R R R T B AR h RO R R B A M 25 54 . SR A 2 2
DRI 19 0 S — Bl A BRI, 18 22 WL Y AT —/ N 0 mT el SRR DA 9 AR S i 5 RS, e -
T 22 B DR R i 52 PRI A8 1 (- 3L R , T HGig A 2 i S M 22 X A (0 B TN IO 22 DR )
il AT AR B PR

(F #)

L. ey BLAEBCR PR IR AT MR BB A R 7 AT AUl ) B E AR B AR B R A
Ptk

2. FAPPIR B IRAL R NN BE FHBMA 7 FEBR AL R R A, AT 2=
a7

3. X 2R IRI fifast A2 5 1) 2 PR Lo T g PR 2K 7

70 O



FHE | &R

[ZIER]

1. FAFEEME EEARENEA,

2. Hardy-Weinberg &£ Hy . & f1 & 3L,

3 FmMmE kPN EEER,

4. DNA % A VAL & 3 4R T4 ok B AT o

P AN [7) S R Y A A H 18— R (population ), #EASE S T—N0Fh , A= 16 78 [7]—Hb X Jf HLGEAH
HATAETE . RHAZ YR SRS BN, REOR PR AT PEA BRI B AT AR T AT S50 L A
TS RE DR 22 (gene pool ), FE[R 2 Bl —ANBEIR Fh FIr Al 2 50815 B, S8 e L B S L

TR AL 2 ( population genetics ) ZAIF FERER IR AL AL A0 A S ke RIS I DR TR A A
S RBES S SN @2 B/ IKE Y Eio) S = AN <o a1 Td W | 4 S N S Buid (S E S S IS 7N ST
Wi AN R SRR EEN . REWAER AV BT T Y I g 7 AR R
PERAARRIERE , SGE I A SRR TR BRI 557 A AR S st AR TE AR P 2 A L TEAN[]
NBE 22 SR RS AL 2T TG . REARIBL AR Z 00 30, ik fkisef 3 o1 NR55 .

REARE AL 27 ] T B2, SR B G R 2 AR N rh A% J7 =X B30 ik DR 43 3 e H A
PRI TFAR AR AL Gt 712 , DR SCRERR Rist A% A 797 ( genetic epidemiology ).

BT | BARIEETES

—. Hardy-Weinberg &

TE LAY 57 b, JRAT] 27 ) 1 B DU Y st A% 7 200 44 IR R R s AL LA, B — PR g — %
AL Callele ) PEsE , 43I0 AE A FIl a, 5547 5L PR ZE AT A 08 43 A0 503, Bk A S5 o7 B RT3 (allele
frequency )o 1117 33X — X 45 3 JE PR A7 = F ] BE A9 5 R Y (genotype ), 7353l K AA Aa il aas X F ABE
HAAE— A, HIE B BB AA Aa 38 aa Z—o FEPRIRIFE AHE b 434 038, Bk oAy 55 PR U A3 2%
(genotype frequency ) 45V Ji PRI 8 11 e R R A 38 4 S8 B X RO PO ME 2, XoF AMAR U, e e 2
PRI i HLRE A — 35 PR AR R — Yo 3 6 R A

ot T e R AR AL, 20 T A4 FIZA T Aa BIUAIRIHO I, T3 WAt it U, 4
BT A 5RAT Aa BREAT aa BIURRIMFR, T30 B0 EE00EE, LIRTZ B
AN HE PR AR, (LI 75 B0 AR (o, — e PLRE PR e, — R AR R B 0 5 e ) —— R i,
A SEVEIR AR O P 72X (H R S PRI R —— X7, 4 ABO LAY, A L B o J L+

BEE FAREEATY . BEE DNA IR FIEE A 70 7 1 i DR i % , FEDR R A 3R 22 AN P DRI E

13, 72— A 747 A9 ATE o, BE A B R 22 25 A AT A KK TR B (B D) R
31.2% ,AG K& R R B 05 2R (B R H) JE 51.5%,66 KL (B R) (5 17.3% . 45 f7 JE 7 <A™ 1Y
B (B R p) A (747 x 0.312 x 24747 x 0.515 )/747 x 2=0.569 5, %5 i 3 P “G” MR (B R ¢) N
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(747 x 0.173 x 24747 x 0.515 )/747 x 2=0.430 5, BP S5 FE R p g SEEFRFA D H R KRN
p=D+1/2H ,q=R+1/2H.

XTI, — B PR A A MR, A f B R RUICRPE o IR AR b, HR A
S3EREARA Y SR HE DR AR R AU AR (Y 06 2 2 (AR 1Y 7

BRI AL 22 () JEREBLE 2 — & Hardy-Weinberg 21 ( Hardy- Weinberg law ). % & AR T 500
BEDRAFIAR 5 BE AR SE 2R TR — 5 2R MF T MR A 25 (S5 PR BT R DR R A i) 5% 1 ) ik
PR

20 HEZewI i, AR AL R R IR AR , G — Sl R P 15t AL A 2 AT WSS
PP (A) 7 1) 5 FUA 3 i R 2 R B W AR SR A ) (0 ) 7 IR e 2 PR isi A%, 2
A TR R AR 2B 200 S50 PRUBTUAC R R AU A 1 O R IR BRI 7 RS (O PR A
RT3 PR FR 3R 1 B AR T AR 7 SR A K Godfrey Hardy A1 [E 542 Wilhelm Weinberg 437l 7
1908 4FFl1 1909 4F4l 37 fif gk 13X Al

— R AL A R @, S RS 53 5h p FL g, pg=1, TURE IR 1 5 TR B 5R (pg ) B9 —
i R T, B (p+q)2=p2+2pq+q2=l , Hor p2\2pq il qz 3 0 R BE TR AA Aa FI aa OB, X FR N
Hardy-Weinberg “F-fj ( Hardy - Weinberg equilibrium ) ¥, Hardy- Weinberg %,

% 5-1 5T BEHLECR S B FACIE R BG40 A5, B AA < Aa s aa=p” : 2pq * ¢

7= 5-1 FRFHEERERNFAERESRER

gpF ES

A(p) a(q)
A(p) AA(pz) Aa(pq)
alq) Aa(pq) aa(q’)

MK 5-2 FIk 5-3 ATLAF Y, 24 3 FOR [ BE R B (AA Aa F aa ) IMATR) FE 53 SEATRERLACET, U~
— B B R BORAE 2 — R, A R B MUE . TE— D oE P BCRIREAR N, 25 B0 HA A R
(INGAE P GTAE SR ), WU 23 HE PRUA R PR BB A s — 7 , AUV

7= 5-2 SH—UhEHIEE SRR

) FHEEE (47)
AR PR () , .
AA(p?) Aa(2pq) aa(q®)
AA(p*) AAxAA(pY) AA xAa(2p'q) AA x aa (p'q")
Aa(2pq) Aax AA(2p’q) Aax Aa(4p°¢") Aax aa(2pq’)
aa(q>) aa x AA(p’q’) aa x Aa(2pg’) aa xaa(q")
#5-3 BREREURESH
; » FAL
: JEACRE SEHES
: AA Aa aa
AA x AA P b _ B
AA x Aa 4p’q 2p’q 2p’q -
AA x aa 2 - ¢ -
Aa x Aa 4 o 2t o
Aa x aa 4pq’ - 2pq° 2pq°
aa X aa q - - q'
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AA=p 20’ qtp’q=p” (p+2pgq" ) =p” (prq)*=p’
Aa=2p"q+2p° ¢ +2p° ¢ +2pq'=2pq (p"+2pg+q" ) =2pq (p+q ) *=2pq
aa=p’q"+2pq’+q'=q" (p+2pqtq’ ) =¢’ (p+q)’=¢’
AL, BEHLAS L IR 5 ALY AA, Aa F aa WOSERIBUTRATN p° 2pg A1 ¢° ARFEAAE
Hardy-Weinberg ST Y ST A LLR LA Z 8 - O JEBR KR FEAR ; @ BEAR N I A BENLAZ Fid ; B ¥
A AR TR WA AL ; OB KB AITE , ISR R 3 AR FEF AC i, w]
DA, A 58 4208 /2 Hardy - Weinberg V-8 B 25 A BRI, (H—> J2 08 R AR TE — 5 B 1] 1A 1 1%
VAL M 1 R s A AR o — 5 T, B %) SR DR AR R DR AU A R B A AR | R AR AR R A
AFXHEE AL At . 53— 7T, 5878 R BERLT AL S X0 A (1384 P77 A 52 e, b A= W i kA
ZREPERNIS AR 4 7 LR FE AR P R A A R L
Xof 52 A FE A Rt 2 22 T AN S0 L PR A Hardy-Weinberg SRR NS o ATATEEA T
AR AT A LB B T, 2% B TR AE T 2 x SR RLRE IR Z B =S5 2 (p g
o) S, (p+q+r) 2=pz+ q2+ P+ 2pq+2pr+2qr=1,
X U] (R B R — 45 X Qe A, S5 PE R R DR RUIRAR A5 T A5 (L RE U3, i 2
F10) R AR AR A (0 PRI BT 5 e (0 PR S S B DA ]

—. Hardy-Weinberg E&rINF

(—) EEFEEHANHIE

BT XA () B — AR O a5, FRATTHE DI LA LA 5 ok I W Z A AR AL SR Bt AL Pl 1
Je, n LA i SR RUTR (p? 2 2pg ¢ ¢7) AIUERME (O ) TR AR UAIUR (p A g ); B P AR LR
F(p M g) LI p* : 2pg : ¢ ﬂ‘ﬁ%ﬂﬁﬁ%ﬂ@ﬂﬂ%ﬁ(%ﬁﬁi&ﬁfﬁ@gﬁ(chi-square test ):

)(2=Z(0_EE) (3£5-1)

Hor 0 1 E 4393 ok 35 PR DR 1 X (R 2R A

B, 75—~ 730 NRIHEA, X —A> A/G FAZ TR 28 PE AT HE R 4330, 15 31 AA,AG Fl GG BE[H
53510 22,216 F1 492 51, I 3] fg 5 PR RDAS 32 43 351 24 0.03 (22/730).0.296 (216/730) 1 0.674
(492/730 ), HIH AT S0 JERUARR p=0.03+1/2 % 0.296=0.178,,¢=1/2 x 0.296+0.674=0.822, |3
AR A3 ERAIR p°=0.032,2pg=0.293,4°=0.676,

AA AG GG HIER(E (E) 435124 :0.032 x 730=23.36 .213.89 F1 493.48 .,

AL 5-1,1535] x°=(22-23.36)%/23.36+ (216-213.89 ) */213.89 + ( 492-493.48 ) */493.48 =0.104

PIH HE n=1,f5H P=0.747 , IR S50 S PRUSTUR RN PR BSR40 5 75F Hardy - Weinberg 47 .

— PR, FE— A RBEARNZEFE PR 2 (AT A 57 15 BB R 12 1k 3] Hardy - Weinberg S, ISR
SRR AR A ANFTE Hardy - Weinberg A7 , W20 5, A8 5 R0 BUAR BT REAFAE A 12

AR NBRIE T d, ANZSHE PRI AT AT 37 s HR I 245 & Hardy - Weinberg P-4 , (HAT 22437 55 A7 7E SR Z

[y A PR E A CLBIRAR AR LS 1), s/ VR AR R U 1 S5 (LB PURAT B2 00 (1 ABO Ifi ), B84~

SIS AFAEAST S Hardy - Weinberg “EHfAUELS . X SLIFALFRA PRAAESE 5 TP iR,
(Z) SNEREMERESERNIE

X HAE DS B A1 AR 2SR 09535, B4R Hardy- Weinberg F-67% (0 U3

HE RIS AR, L AT LA 5 S5 ZE PR AT 5 TR

R SE 2N
i ¢’ =107, Ak, ¢=1/100;p=1-1/100=99/100;
FOR LR E45% : 2pg =2 x 99/100 x 1/100 =~ 1/50

10 HE s G A IR LSRR 9 A 3 1710 000 , A 2 T2 HF A ) 07 S DR #5415 25 ) 43
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% O

EFIEEFEM

R L BCE 1 B A AT S SR T B AR RS R RT ECA i S
TP G AH RIS 1 R0 sk, 2R R LA RURS: Sy < (8 485 3 I AURS: ) > GBI AHS Sl 4850 2 1 IKUR: )
1/4=1x1/50 x 1/4 =1/200.

B« s Y € AR B 38 1 M T AR AR A RO R NI K5 56 249 172 000, TR P i v 44
LY AR SE R SRR 2

q*=1/2000, ¢ = 0.022,p=1-0.022=0.978;

B0 R B3 E R 2pg =2 % 0.978 x 0.022 =0.043,,

FIFPI AT 4% S B PELF A Ab S0 SE R 3, 3 S HE T & 10 A A7 RIS 2 e M2 4R (L B0
BEDR 3 T 25 i B B IR B o BV 2T AL SR s AR ) oy

Xt T LA B PR AL (¢°<0.000 1),p SERLT 1, IS TR (2pq) L0 2, WAL RIS
AR BRI R (g ) 1Y 2 4% ; BRI, B A R SO S 3 AB (2¢) i = TR (o). BB
PG I B R TR (¢°), 57 28 NBORI A A0 H R I g T iy, 3506 T4l 2 Rkt A i A -
A EEE L,

X FEBIE TR A A TS ) 8 e AT, R B M 61, B M R R A6 T O Sk R R
qo XFF—RARXTFE LAY X BB Qi Ao A, PR FE R 1/5 000, WHZAF RSO HEH
B g = 1/5 000, L PEHEHE F AT 2g = 1/2 500, LR R ¢, KB A R = T tE
Ho MR AT X R AL, BRI R (¢) R HERRR (2¢) 1 1/2,

B4 X S MR R S O E A E A 112 B2 B I 4o R 5 L) 2 &
b Z B R R 2

Bl g=1/12,p=11/12;

A MEEUR I  E R 2pg =2 x 1/12 x 11/12=22/144 = 15%;

GWRE " =1/144 = 0.7%.,

=1 | RIEEEERIERE

B T2 %)) Hardy - Weinberg P JH 2505 , GG HEATCEROR BEHLASTC JCR AL o1 JoiT i
5o M EIE M RENUIS BRI PRAE R T AL RGN ARG S5 (7 R DR A2 AR R LA IC 06 |
IERSAERE I . N BN PR e R R R R AL A A P 3R

—. AEREIRED

(—) FERHFNEIBERE

Hardy - Weinberg V-3 FH i 55 R 2 — A BEHLIFEC , (AR A IS BCAZ M SOk At S Rt 45
Z PR 2 A ARMEASCE B P BEALAS AL . I R R B AEREN LIS EC i —Fh 7 4 1R A LR tH
SRR M 2 [ A T IS B AR M I SE AL ( consanguineous marriage ). 3 J& 9 R AU C T 7] FHSE 4%
FHU (coefficient of relationship ) 27 , JEF8 A FE L R WP AHEHT AR R L AR . A hE-+ %

FTE) i SO o0 AH R 2 (A1 R4S A 1/2 (OFE AR, i =2 [l S22 R B0N 172,508 o I Rt e R o —
PEIE  SHACEE AMEACEE B B 8 R BISES RBUE 1/4, h T CER s b A ik )
() E2 2500 18, = K8 .

USRI A TSR AE I , RARUT A T RE ML )AL e b R 21 [F] — BE A, i 5L IR AL 18 25 T T Y 1

L L WZFEN G T ARSI RIBCM , WA R A HE A 2 A — 6 P, SOR-Z R
R B A% 33 25 AT T 22 A 4l F MR RFR ML IS 222X (inbreeding coefficient, F ),

(Z) BREIMEIERE
FOUIREE IS B Z 35 AT AR N 5-1 BRI tHACRYFEIN Iy ATA2 A BEIY IR L A3A44,



BhE BREE

FRIETUS REE X, T BT R R G IS 4% T S BISER AL ATAT,A2A2,A3A3 Y A4A4 DUFpZ —
MIMER . B 5-1 FTLLE H AT (B3] S A Msk&% M P13 B1 £ C1 2] S;@P1 3 B2 3] €2 £ S,
Ho g — 2 AL 3 B ERE 1/2, W —ZR AR S 34T AT FEPAI LR Hy (1/2)°,S $R13 A1AT 3
SR (1/2) x (172)7=(1/2)°, [FIH S IR A242,43A3 88 A4A4 FEPRIRIMESRA R (1/2)°,
XS B IS RECH 4 x (1/2)°=1/16,

[ AT 75, o e (PR R — 20 R AT IS R BN 174, " YRR IR R E0N 1/8, =9E R KT
IS RECH 1/16,

AlA2 A344 Xy X2X3
P P2
Bl jyj
cl 2
1Al ;
4242 XiX1
s A s xx2
- A4A4 X3X3

E5-1 RREWERBREAEREGEER E 5-2 RERTIRIEES X ERE R EEEE

(Z) X EHEREANTIERE

X X A B A LIRS ARG ILTIINERN 0, BN R —4&% X Je @il R
ATREH B A X IR ARSI IS R A 2 SL, SRR SRA5 ST, LT X SRR A IS R ECH 0,

eI R SRS I b (8] 5-2), 25 5L 08 XT P14 BL.CLAE & S, Bt ik 1 4 (Bl # &
C1); BEP XT 28 B2 .C2 462 S WAL 2 40 (B2 A6 C2 M C2 452 S), FrlA,S Jhy XIXT HIESJy (172)°,
NI X2 P2 & B1.CLAEE S, it ki 2 4 (P2 4% BI A B1 % C1); &K X2 4 B2.C2
B3 S, Fit R 3 4. LA, S i X2X2 IHER A (1/2)°, [RHE,S S X3X3 MMERMIE (1/2)°, Ik,
X X HEIIE PR, B RIS B A S RELF R (1/2)7+2 x (1/2)°=3/16,

75 e SR IS C P (] 5-3), S5 3L A XT i P1 A& 2 B2 B b, B LA, R BEJE 4l & F XIX1,
GNFER X2 th P2 4 BL.CLAEE S, Rt fLid 2 2 3L W X2 h P2 £ B2 .C2 /6 2 S, L TN
ik 2 . FTLL,S y X2X2 RIMERJy (1/2)%, [FBE,S g X3X3 BIMESULE (172)%, PRI, &) X 34
SR, 53 R LR IS TR IR R A F 2% (1/2)*=1/8,

TEWE R SRS P (8] 5-4), 257 36 X1 P1 AL E BI BF b, 608 X2 Al X3 P2 4 BI (£ &
C1 I, A& b, BT LA, ARRETE B4 &F XIXT X2X2 Fl X3X3, HAE i 28 F =0,

X1y X2X3 X1y X2X3
P1 P2
Bl B2
Cl1 Cc2
sO

E5-3 SBRTHIER X ENEREEBER El5-4 HhERTHRIER X ENEEEBER
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AR,

EFIEEFEM

WSy a5 LR IS I (1] 5-5), 265 X1 /1 P1 A 2] B1 Bk, JE A X1y X2x3
X2 F X3 1 P2 2 B A3 C1 B, A& 3 th Wy, i L, AN BRI L4l & 1
XIX1 . X2X2 F1 X3X3, Hrt§ 24 F=0,

PRI, AE X B3 O, 186 3 DU IR I i 8 58 3¢ L IR IS i L 4
F LIRS F IR AEE K,

(W) EIERCRIBE

USRS 55 F BRI B IR R Sl A A5, LR LRI
Be g i) (LR S-1), AT AR B F 2 (S) 2Bk 4li& F (aa) 47 5
:OHFACEE(C1L RN C2) 3 AU FC AL [R5 (P1 A P2) A& 3045 2]
S o, RO  WSERER T 36D o OB ¢S H aa iR 075 EESUIRIER X gt
12 Fg=(1/16) g @ P AR R IIERIEN 0.8 W aa (02007 o OB
F(1-F)g’=(1-1/16)¢*=(15/16) ¢,

OFOMM, (1/16)q+(15/16) ¢’ =q/16 (1+15¢) =pg/(16+4" ).

TEBEHLISEC P, B4 T B AEE F (aa) SRR o0 IESRESISRBEHLISAC = Ak OB 41 & T iR
ZHHN (pg 116 +¢):q”s HIBLTT UL, BP0 @ 55 WL , FER IS Ae A= 5 B LA AR XU 8 s

SIS AEREN LA BCHE T4l RSB, W IR A /N BRIl A e A R A T [ B A i, 4
P LR Bl 2 /INE, R A/ N B 8 e (o (AR PR ], T PRAIE I 3R/ BRGs B 15 S i) — 3

(1) ELHMERIRL

MR EHZ 250 B R ZERE B PROCAE R R 52, Rl “IERIUSHL” (assortative
mating ). A F AR o3 BUF 2/ NI BER PN S C A1 AR 2 T RERIRI AL . 76 /IR
FRRE R SE R USSR A 5 Hardy - Weinberg “EAif 1 ERGE , FROM ELBFE ( Wahlund ) 2500

KBRS A TANERZ G, f T HE A RS L , (NN I 4l 3080 o AR RIGES T B
5 W25 ( Ashkenazi ) 0K A G R AT 80% LA [, HELb g Ju o (K S MR 5 A2 7E Ashkenazi J K
NAHEH =R, 4 T (Gaucher disease ) BUpT 5L G454 38 (HEH7FM4%) -y 1/15, Tay-Sachs
P FPEMEET AL (cystic fibrosis ) BU 5k K 3R (5 #400%) W AE 1/30 Ze47, o 70% LA T 112
PELTAEAL R B EA del F508 BB 55

—. ROk

(—) RETIMMEFESHEHAR S EERERTL

AR SRR AL AR SRR R . JEDR 7 X TR AL A L R A I A B AR B o R AR
AR B pRUAR T AN HE U LR, G AR SO REFRAL T AR, S8 R BRI AC AR A T AR B ik
ailpr:giaecs R

NZELEFE AN [ R AR g (1~1.5) x 10775838/, BIZERE P 20 /K A48 77 42 300 2L
HIBT9EAE

VEPR T R IE A B MR AR 38 G B RS M S RSP, BCE UL, S — R AN R A AR 1Y

EEEARN, LB K EVER . A ARIERE (natural selection ) FTA T 3% FE (artificial selection ) H 2
FECERRAE I EE RN R AT, S EOE R AR S E RN R H AR R .

I8 (fitness, f) S48 — D MABENS LE AP LM A9 2R AL 25 — ARG REJT, FHAR X A= 7 50k

i, JaJE A, 108 N ECE KT A ERORMG, IA/INMZ 27 A mifbA] 457 A IER A FEM, LA E

582 NN/N% . IRIFRHIFEXS A= 5 20 (27/108 A 582/457 ) = 0.196 3, 3% MAAXS A & R M FGE 51 £,

PEFE AL (selection coefficient,s ) F8FEERRAE T Tl A FEFRARAORRE , FH s oo s OB T H—3%

IR PR R AR A 5= 1.
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(Z2) EEFEN A REEE SN FEE TR

XF B FEREN T, A SR 2 G T A G ARG R, DR e ke e B R ) 1
FHHCEA R, A B 2728 7= | A R A 2 WA I Ok . AR R 2 e
T BRI 2pq, T IEH AL RAUR ¢ BT 1, NI A FROSE R B R 55T 2p, WRI%
BB R BIEN , R s =1, WIPE KA AR L DU DAGS AR A Mz o X5 e ik i o
i, — XA SR L 2 — R A S AR VAT B, R B R s =1 IHOL T BRI () Wk
R (D) 2 B0 u=1/2, 7E% EEEERE s IHOLT W PO IR B IR LR I AR p=(Ix s )2,

WERCHE KB AN RATAE i85 7 O 8 Je R s % I R R B s =0.8, WA DR A I
BRI, WA B ILAT e AR s R R A A 58 A8 s, ARz AR R R o 7 43 22—, I
KL% (0.000 1 x 0.8 )/ 2=4%x 107,

SRR Yo R B A T S PO U BENARNE , P 35 SRR 4 B T 5 B N iR, LR
T2 BALG TR, MEPERECN s, A FFMIEER Ry ¢ MIFOT , B0 3K 1 REK 2
N sq’ (1-q), BT ¢ AR/, BEPESBOR IR ERH AR R SRR ZE . W T8 YRk,
R BIZEAER () R (1) S REs BITRRL, B YRRt s R 2828 w =1 x s,

XTI F LA 173 e B A b Rm G Bk st it sz BRHENE A,
WS BRI F IR, 3T X PRI, R AR () B R (1) Hik
PERE s MITRABRLL 3, B0 w=(1"xs)/ 3,

(Z) BABNFESSIKFAN TIERE

TEREIA 0] LIS o B nIE A I 2 VR . 6 TR Y R Btk i AL, 22 B T LU IE R 4l
FHAWENIEEE, RZ R “42E8 FIH” (heterozygote advantage ) 5%, “#8 i PE” (overdominance ).
BN s G AR RIS LR HIR AN 1M, MZLAE B WHEES 6 %710 (GAG—GTG ) RABEA Z R
GEAR FNCM AR AR , 465 T HEE A T 5 IR LR A RS 0, 38 A B W S BRI 5 (B I A
T (AR ) FEA KA T H (A% AR . SRR 4N I 22 1ML A8 25 TSR FE AR 17 LA R o Al I A
PSS A T H X AT R A e, T 2 B 272 W] Lol 21 40 i P48 A AR AR 30 A 5 o o A 0 7
JE AR T A R E A, T2 A T S AT o 38 A RN A [ AR RE
ZIR AT R = R X B

FHEG A SRERE , N TR BE A 0 5 mm SO W Gk, A AR Bk sl 2204 1.5 74 ik
JUBEAER AT SR B 20 “alifhf”  RR A Z AR 2 S E R, T A TREBENIER 52
T HE PR 8 A8 g N Tk B e ok o AEARL AN & POl A=, N T E R WL,

WEAN, BT (A i A0 — S35t A5 5 AR A5 B IR o, vy A Sl 25 e S800 6 R A 00, 7R3 5 B
S0 EFERE s=1 WIIEOLT B Y AR SR 38 (%90 BT I 1911k B BT I 28728 , i e (1) 9783 ()
B 2 f5% , 1=2m o WSR2 A7 RS P ARSI = S5 AR 7RIS B B 20.6 I T, 1220 +2 x 0.6p=3.2u -
YL RS A5 R X IR AL T D 2R BN, B0 56 RS 3 R o S 14 o S 1 o

=\ BIEEER

(—) BE R EHAE RRZRAIRINY

NI BB S AR, DR X AL D SR R 1AL T (genetic drift )o T HEIAREIN, BT LSS
(A PR 1 A i ol B oh S Bl B SR DA 15 TR TR 25 710, 1 SR DU 0, & e SR PR e e T
Do AR RIHABI TR/ REAE N, IR s, 3 7 LR = —(UR BT

PUIER ) [ e f 2R o

FE—A KB AR = 2878, WIARAE Hardy - Weinberg V- 5 4t , AN [] 35 P A F) 451 30005 2%
YERFFHRIRAS o WIAE— A/ b T 5 AR AR 25, SRR AE T MU DL , O/ Y
(RRE AN AR B 58 4 A h o B AN £, RO IR 2 2 P Ml 22, (HRC R i 2 AR o 28 e
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78 O

FRELIEM .

AN T REHE BB IAR I 5 I T (FUR AT Uk B — A1 N A, %
JEE Y R B — SR A, A T a, FLIEDRUS 50500 R p 1 g, WU — AR BE RS e b AR 1) 5 2558 -
Var,,=pqg/2N, HHt N AR &, e A T T DG T A MR AR R B . /T DVE B
A, i DR 3 i A Q8 B T B A ) o

& 5-6 25 T SRR 43 9 5000.,200 F1 20 HAE LR W0 AR DI R AR IS I . Y RhRE
AMRFCERAR/NITELLT (I N=20 ), R Z I PP [ e OiR=1) sl Ji%=0), dobn] W, FEtm 4
BT AERFZA R R MR AR B0 P 2 WS s — BAMABCR AR, BV R Ak 2 2500 , %)
T PR A AR X R

B =20
L0 "
08| AN N"/
./M : = ‘\/./V
0.6 f_,;a\'.,.

0
1471013161922 25 28 31 34 37 40 43 46 49 52 55 58 61 64 67 70 73 76 79 82 85 88 91 94 97 100

A
#EfK =200
1.0
0.8
0.6 e /q,/' .\"--\"'---'.-.__\' S =T
04 t\{':'.—“‘:_.-—._\__“q_. - - S— B e —
i3 e e . R s e DD R

0 1471013 16 19 22 25 28 31 34 37 40 43 46 49 52 55 58 61 64 67 70 73 76 79 82 85 88 91 94 97 100
B
K n=5 000
1.0
08
0.6 — o -
04
02

0
1471013 1619222528 31 3437 4043 46 49 52 55 58 61 64 67 70 73 76 79 82 85 88 91 94 97 100
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5-6 EERETEE

TR/ N R IR U 2 R IE AR A S R R BRES 2R /MR (FR BT il I

N6, — R eI S HOL - AR TR AR 9 AR 747
FR B LA (BEIEE) RN (founder effect ).

Tangier i it —Ff 2 UL e AR PEIR 0 , DL B IR S (HDL) 8RR B kA (IR

 FBRRUUR) WRHE. EAVRE S IR U SO 2 (K 29 T F 328 Chesapeake 1
09 Tangier B 1. Wil FUR 727 N 20K 1770 4ERTRR I UL S R IOIR A h TR R
HRX e, 5 1 e 5 5 RIS , S Tangier 1Y ABCAT HETH 1056 28 th T {6 AR O
AR LR R AR



BhE BREE

(D) PTG EEMN

RIRSCGHEIE AU RO A SRS, BT IR ATE 29838 0 PR X o Je ik vk Btk ) X %
A AL EL IR A SE IR o 7EANFE P AEEAR Z PP 90728 S, LA 6 REPRUUR SZ S PR s AR K, n— 2
Fheaim 08 G A AR R 88 S AR PRI B R UG, X S BE R S AR T I AR K i g o i D)
HMR 22 1 5 A8 A5 FE PR IR 52 BIE PR R 520, TERFUA h LA s A4 A2 1 XL 3 . 78
HEAGIRBI WY , PR AL AT A AN, A — A I — NG 8L K A e s ik
B AR R ULE 28 A Y R AR R R

1968 4= , A} 7 A 42 H A 22 A8 38 (neutral mutation theory ), He FE R AA I A . O HATRD—
T3 G A B AR R, IR 539 A8 S R ) 5 TR 4335 1 708 S 2y 7 b S £ 5 PR i A U
ARG R AR PSR AR A S AR T I TE R I T, S5 AEREUAR g M 2k i A R 28 AR e PR 1Y
YERT R RS EREA IR TR . A SRR — R RAFA ) S AL RN KA 5 A2 A T F 9K
VRS i R 2B P SR AR B VE T B OR B T RFR I Y5 AL 78 5 X 2 AR 2 2 R P B kA

9. EEHMERR

TR RS S, 1T R I G RO [R) A TSRS , BB A SR SR I, P BCRE R i 3l , vl ez Ji ok
HEUA I S5 PR X b SRR B R e g o IE % ) A 08 i ol S B PRI — ST 250
A B 55— AR, FROM LR (gene flow ).

B0, FEXTARBR MR (PTC) 22K AR 7 i = (14 ] 2 v 2 30, 72 R AP S A R A, R R R AR
(1)=0.60, FEFRIEDURNFE  BRE PR (1) =0.30, M7ER E T2 —ir B E i AR W EH
FLRAIE (1) =0.45, nTREAY IR AR FEAR, KO ATPUME () N, JE R0 AT 2298 2 B8 B 22 iE A 15
Gy, G AET I E 5, 5 DU NS5 T ) R i 25

SEMREAL VAT 1) PR R IR SIS AAAE B AR N, A8 Ve B L TR AR HLAR T 1 52 el
AR o BN, 7E Galapagos &5 JLAMB BRI JC LU &y TR il B R, B TREABE RN, KA 1%
AR 285 AR VRN gt A T AR PR [ ok . il PR REAR U 1Y 5 BE AN ] , Galapagos [ 6,351
Je L W R TEARTE By 8] A BT AN ], S BL A7 DU AR SAEAN [ 155 05 2 8] S5 IR A AN ) - B s A 2 7
R I AR AR AR SR A 1, AR U W 0 o 752 00 35 - 1 51 38 R RS A R A A 5 R 0 1Y)
SEMRL/N, AT LA 2 i 2 AR AR AR AN B B

B=T

= m

—. T
FENRR I R A 5 et RN R S A N s S BA R — B IR AR

TIERRIRNE X RASAR B RSN . REAKF Al A T B D AR, 5 285 | ABAL S A
L T (genetic load ) 2 FH RIS 3 B0E A B2 T W0 B A A7 T S DA B, 5 A5 278 TAA 11 73

X%

BT, SRS EE IR R R A5 . — IR g A Smr A9 RIS, — R LA S A5 A 3 2 R 1Y

SRR o PR AT 6 DM EULECEEULEME R AL LN

FEAL T (mutation load ) S8 f% 047 (1Y 32 258073, 2 ol T2 A A T sSEBE AL MR T 154

JE SRR A AT o SRAR BT AR/ NIRRT AR () MG AZFE R ) 4% R A (s )

A — A BEHLAC A REF T, SR REIR 2 O S B , S 3] T SRR T T B SeE
SR 01 46 VT TR S, R S IR VA 0 A4 50775 A SR A4 SRR 1 BOBE S (semi-lethal
mutation ), FAS KL (54 38 A1 T 50% , U S0% HIBL LA P BOTI R L T 25, @ T —1t
FETIIHLESE (50% x 50% )=25% , i 75% IHLEG BRI 53] F —1X; e eife, FE0E |

79
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BEPRTE— AL 3 P AT T3 B — R IS SR T (H IS AZ S AT AN . B AR SR BB, R
IR BB PE R BN ATy 2 s AL ST g i . Bt U BT P BRI R i, — LR BOEME R
o 28 TR P 4 ) R P, O AT 7 2R S A SRR I B 3055 HE P 1S T, AR (903842 61 1yt i

WERAE—ABEALUSC R RRE A B A F A G IR N 2 BE R E ] A F R a5+
BN ¢ EPEREOR s FRARMIE & B sq”s 8783 p 36 S A BERRAR, T o =s¢”,¢" = /s, FHEIH
FIRAE i =sq’=s x /s = o

AR R X B R R R 5, 7 55 M b 5 G A M B PR S AR L, A e e b U 5 e
B R RE DA S AR A ), #RAG e — e REBE B RS INAEAAR p 38 A% Bty o Q2R X B R R 8, TEie B 1
L, 355 e A AL R S AR AR, B PR SR B T B, 6 R B0/, R S B4R 1 8
& ST R 3

=, PBRAE

O3 B AT (segregation load ) JEFE 1 T 245 F (Aa) FIZRE T (Aa) Z M BYUSEC, J5 A PA 174 4k
F (o), FEAT A BRI AT PR PRILAE SRR 264 7 (o) RO BB 4 SV
B, DNDRE RS A B far A 04 i i 25

F T30 SR U P AN 2% DL A BeobAT B S PR R 4l 0%, RT3 N 1 JEAAR I o B8 B0 s FREAAR T
TR U I 12 BEDLUS R AR 1R85 S 5530 SR S IC s A BT 2 T Pl T30 R S I 2 A 7 1Y
RN, i AT SR I T 3 J 8 38 42 7107 LU B LU O AR ) 35t % BT R

=. PIEERETHIIRE

PG AEAEAT R, AT LS KRR TR A% RIS RV ) 6 A, IR IR B 2 A8 T iy . vl i
SEAT LB WK DNA 1970 T 45 F B 5 R Y ARSI U , IS SNE IR 7 R e — SRRy 4k
RSP ) DNA BDUREWT 2455 . BRI 50 Trem AT G R 2.5 x 107° 2878/ FE A, iX $E 5 AR U SR AR BUE
PR PN AR 4 AL A

M ity H A 1 22 SR A2 5 SO R RO 3k 8 Ak~ i AR BB T ey . A A 7= L H R R
2 i T AT AT AT T Hefih, 4 e 5 B0 B AR R ANEAT LTS U4 (persistent organic pollutants,
POPs ) PR35 ST e e A8 iR PR B AR RPN 2R B P AR ER AE A 3™
AR EE R B, E SR 2,4- TREEOR B BERRI Eh A AT BOR AR AR

FMF5 | BHAPIEESTRR

TENFSHE N H T AFAE A KAt (0791 48 S 3 60 e PR AT S, O RE A% LA A8 1% 10 7 =A% ik
FFAR, X EEE R TP AR AE B A8 SR N 2751 (polymorphism ), 33X #6745 5 DL PR IR 2 51 (single

nucleotide polymorphism,SNP ) F A% W, 845 i3 TR (microsatellite ) #3512 2850 2 P51 28505 .
B EA RO N £ AL PR T 1%, P2 25 L 1 7 U
B T, AT LU A BT R BE DR A (L (58 AR A

DNA M ZSMEA — 2R KB LA, i H AT 22 FR K E & )7 41 (variable number of tandem repeats,

VNTR) (BFA/NEFFA)) FI RS LR P —BIE LA 2~4 DN SEA B Y B 71,
C(CA), R R AR IR A R, oA TR AL, B 2 TR AER T E L. VNTR
TS BRI TR BB (FAESE N AL R A B L, 22 FAMAEY DNA %5 (“DNAFEELE ).

J5—20% DNA ZMRIPAIM 23S, 322k SNP, SNP & BUIRIE I AR | 20 K A0S BAE A 36,



BhE BREE

TERERIA 340 2 o AR TR TSI R T S, SNP IEUE 2 I880E IS 8 2 T T Ok 4T

ZASWVEL SR B FE R T BURIN A 45 THOR AW . ALARR I A DIBEDI ] - Southern 22
AR T B RR I A B 225 (restriction fragment length polymorphism, RFLP ), |1k PCR 434 - 41
UKD EEHARM TR T IR 538, P2 UL RLES i -DNA 53 F2438 0 - 5 5L R 41 SNP SE [
o384, HET, T—10 DNA S FF-EoR B 28RBS PAT W - MAITAT Fr o 2 25 MR SE I 7 RS B

= ENATE RN A

S AN -7 ( linkage disequilibrium ) J2& 4§ 3 A 2H

e

rC____ T 000 ]

AR R 5 A 0 i 7 B o A B2 % e —
B BN L 1 AR g e o e e B

FHRMMGEHER, 57 s, Esonans e & [ M ]

25 T AL, BRSO (7 A 0 I D b §< | o | 1

SR BE T SR, B B | e 1
— R TR, T IR

B 25 IR0 B b, i B, & | | L '

4 A 5 2 i B ST 7 L | | 1

Bn, P AR 208 A A R 22 AR A, 20 ) 5.7 ESATEREE
AIG T GIT 2225, R R 3K A i 2 [ A A AN
iy, BRAETY A-G BAE— P B R IR — B AN S Z B R AT, A-G B S R bk
FIWE T o PRS2 8] B E BN AR BE 0 D 5l o” SREE R, 24 D AN =1 IR 58 e BNy, —
RPN A5 8] 7 > 0.8 7778 B AR 1% AP

— R, A7 TR AN A7 1 DX 0 U/, —FBCTE 100kb LA, 7R E AR, Bt — B
TEVE A VA7 1 DR I T[] — LS5 o I —R8 6, AT RAFEAT B 0 5 i g B0 bR 1) DG I 70 By
(association study ): QIFES B - X FEAF G P & B, BEAS SNP A3 5 B 457 S RUCR S50 BRI 5 25 5%,
SR LATEAZ A7 55 X PP s MR DGR . XM OGRS 2 P 27 ERYBR AR |, B RERSHERR I %
IR 52, 1 HRE UL 55 (BUMIR) A7 AR DI SNP A i 5 B0 (1 PR TRIFA 2 AN A
ANHEVEIZ SNP o USSR BORFE R o WA AP BN s 2 [ R P B2 B 2 1o AN

N[5 o 7 5 DT 2 1% ] — DX sl P 0 A DT R AR [ 3 S 5 R S 1) 1) 32 AN P A RS [ A A A
et o W Z AN 2 BT 1 22 A5 PR AR SRS R Chaplotype block ), AN [R) e i A% AL E
SERANTA] o AR AL DR 21 A R 0 A i OO0, B 50 J7 S LA L ) SNIP A i RIVAT 28 5 3% A S A
2, P IS T30, BRI 20 R ATART s 588 2 5 HO T TR PR BB 1Y) SNP AA7EJE BIOA-P-4

A A OCHK 74T ( genome wide association study, GWAS ) RV F1| FH e 8 8 9 25 R 40 AU 7 k414
P W A R AL ) SNP BEPRI AR, 647 35 (R U - SR AU %) K AT . GWAS FEARII MRS o0 10 5 L bl
RGP IR A A e MRS BB A T AR B T2 0 X GWAS 255 B iR 220 2 LA
LA O X AR A AE 1 35 IR SNP A P AR IR AR, HUR UL % SNP 5 30k
TR s 8] T REAFAE I DA P (BRAIE SNP A B R BUR 578 , 50 5 BUR FE R 1 RI5 A 50); QB E R
Z BRI PE L, 100 54~ SNP SCHE /BT Y i 2 MK OF-J2& P=0.05/1 x 10°=5 x 107" ; @)% F5 2 AR,
BEA Ty JEFE R ] 5 A5 AZ AR XS JRUSS: ( genetic relative risk, GRR ) Al BEFF A K, T B R FUREAS &4 fiE
UERT BSR4 HE (power ).

o BT A S BB PR SRR PR o7 i 35t A RO XU BEAR e , AR % 3 R PR 28748 e 3 1 AU R, (HL il
FaX PP AR DL, SRS I F SR BERE , X BEAR 9 DTHRAS K, AR 1 FORE AR 119 4 35 R 21 G 43 #r
FRENIX — A7 55 o 0 o3 Hh— ST R AR S 8 SR8 A ARG RURS: BE AN /&7, LS 432 JLIR) s JRURS: L (L Ef
THAE N PR, X R S AU DTHRAE R o 3l 4 JGIR S5 B - 4R XA 1) B2 2 IR P A G

Ry, 81
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EFIEEFEM

BEDA, 50 BRI REA

TEHEAT S R PR (i 2 BOBE BT AT i 45 22 56 DX i ) 4 ik PR 20 SC IR 2 B i, 1l 1 5 9
ARFATE ) Z S MERLITARZS , B 0PI Y 52 1 5 A BT X AT BIR , 9 2R FH 22 35 PR XU -7
( polygenic risk score, PRS ), MG AR R 20 1) 2 PG AR SR PG A 4 e PRIR L A BB 1Y
LA ) B ) N . AR A DR 2 KR AT A 45 2R, 4 R A 1> SNP 5 AH SCAFIE BB O AH Dy
3 BCACER , P S A5 1 i A ARG SNP A A SRR IR 334 AN Z2 B AU PF 3 o —1>
N PRS i85y , WS IS (B s MR (1938045 2 Sl g o 22 R DR RURS: 140 ] JH AR AR
e A YR 1 5 A KU, , LA T SR PR A T FYR YT

ZN=

FER 1B A2 R I R AR S5 07 35 DR R DR RS R i AR Ak S i [N R Rk . FEREARCBR K B
MLASHL TC AR TCHEHE TCIEAE HY3BARIG 00 T, 4567 Jik DRI 25 A1 I PR R 38 AE R AN B Ak
AR, B R R 6 Ay S B PRI 1 3208 I, 3 AR 2 Hardy - Weinberg 78t 52 M0 38t 14 77 1) 4
FATRIRTC 28748 PR L IREAR GEAS AR o R IS IC Y £ R BRI I B Sl A T
R, LA AR T S EOE A BT R T A SR A, 5 B S AR 5 L B AT, A2 SR
IS ANAEE R R I5EMT . DNA (28 TE NS AL i T2 A7 7R, 8 F5 R s A B, AT /Ry
SR E L AL R IC o IS BT AR 7 OCIR AT , BRAS SO0 L A kG 40 e o7

(2T %K)

BE

1. 20 {H224), SfB/R A T 2 132 , I INIRIE AL 22 KA TR — A R - —
A BB AL — XA LN (A, 0 ) ], 24 AA B Aa FENEFLERIISMR, HA
SEAEED (A) PR BRI LRI, 55— SRR (o ) TERFIA P HOSIR R 2
KN 7 RIS 2] TR AL R AR R X A R AR

2. —AEEE T AR EDOG A B Y A H 1 B S TR, AR IR R K At
LA “HR4E Hardy - Weinberg 72 , AR 14 55 07 3 DRI 1 PR RUAB A A S 17 2%
FEA AR 7 7 AR AN AR I ] R

3. BRAAIEAR 2 e IR B RN A I, ol AL PR B Rl AR AR
ERIRE A SN OGRS AT AT . KRR IR PR A A7

4. AR H G @R BB LR R BBEIER) e ARG 2 20 207 AR AR, (Hi% s
FIRTE ANRE R IR BEA R T, XA A7 AR — T, IR G A B g
Hepa JEARXT A LAY , a2 57 DL A 8 g

i e
AEBHSE



ENE | HhNER

[FIER]

1. SR R B A B 25 A A R PR A
2. LMy B EH SABMF .
3. LRI R BT R R R D BT B

ZRRIIA (mitochondrion ) J& K 2B EAZ AN (bR TR HZI M BTK EL |4 FC BT8R ¥ 6 HL L LRP it
TN NARIERE AN A, HL P I8 I B 1 R - SR R IR A O Tl &2 A5 1k, T i H A A4 A
BEIR AL A B ATP, A 20 B A A TG ST 2 A Al i, AN A RE A R bt o SR o2 A (A4 it
FfE— g VRN RS, IR R S A MU R DNA RIS SEBIIR R 50, et it sy b 7 1 B s
PEo ZEKi{A& DNA (mitochondrial DNA, mtDNA ) 1] 45 P 4% 12 55 g f A Qi A SC O R 11, mtDNA [ %8
AR A AR R A R A B AR A 2P I S

BT | AREHGEEA

mtDNA 1V F LR IE T, 2% S AL/ — il 7 i R 2H . 1981 4, S.Anderson 5 ASERL T
A2 mtDNA ERZTT IR0 , S5 3E R A AH HE , mtDNA B FRIR 25 RF1E .

—. SRAEREBNEH

NZRAAFEPZH mtDNA 42K 16 569bp (1999 4F G K22 BRI miDNA (92407, 25 3L R
mtDNA SEFR4 R 16 568bpe JHEE 3 107 PRI AFEAEN , BLLL N R, B L2 KA1 16 569bp ).
mtDNA N 54 E 145G, R FRRUEE DNA 701, AN R Fdl (H 4%), 5 5 S IER | YR Ry i
(L&E), & & HWEE, miDNA 43 i X 5AEgmiIX . i X445 37 A, B4t T 13 FhZ ik
BE 22 Fl tRNA F1 2 F rRNA, Hodr, 4h3F H 55465 12 FP £ JIKBE . 12SrRNA [ 16SrRNA Al 14 Fl tRNA,
MPER LB S5 1 FhZ2 JikEE AT 8 T tRNA, mtDNA Zifi%i 13 Fh 22 IR BE #2055 v 48 AL R 1L
it 52 G AR 3, Horh 3 S S M A L 5K ¢ SRR (COX) 51K (B BARIV) A P hoC 1
A7 (MTCOL MTCO2 F1 MTCO3 ), 3X =N SR AN (0 K ¢ SALBHE ALY, P81 7 ik Ak it
PR EERSE ;2 0 ATP AR A AR V) F, #5010 2 43 (MTATP6 Al MTATPS );7 /4~
NADH-CoQ it Ji il & A (2 AR (73 (ND1 .ND2 \ND3 \ND4L ND4 .ND5 I ND6 ); 54 1 />4
5 CoQH,- 4 1.2 ¢ IR E AR (ZAMID P4 A2 b 1EEE (Cyth ), mtDNA Zht X 751 £
SF ORI ZR ] 75 % BOAZH TR FL IR . 2R R I PR 2 45 3 R 2 (R HEB AR Ry B0k, TN & 7, FE s
AR, FB53 I S, RV — SR 9t 5 — B 5 — A R 9 5 — BEs L AR 5T B2 , )
FHZEM R o PRITT, mtDNA AT ] DX 35k i) 28 AR HR 1] i 5 3 b (A S AL i I AL D BE s B AR

mtDNA A WE AR GRS X, — 23] X ( control region, CR ), NFR D-FRIX ( displacement loop region,
D-loop ), 73— L BER HIE LRI (0 )s D FRXALFRUEE 35, i 1 122bp 1A% (] 6-1),5 mtDNA
9 521 S A G, A HBE SR A RO 46 A (O ) H 85 R L 3 S% 5198 35~ (PHIL . PH2 . PL) D)L )

AEHFRR

R, 83



Comirey EFIEEFEM

4 ARSFIF B (43 A 213~235.299~315
346~363bp FIZIEIX 16 147~16 172bp )s

—. Z&hifk DNA IEH!

mtDNA A JE17 2 0% 84 & |, HANA H
FEHIR LS 5 (0y) SN LR Hil b

[ mtDNA
250 ) HiIBZ 2/3 1 mDNAL EELRIGT e | gy

PR X L B SRR B 1, B e L L AR

M B — Bt RNA 1B H 8 =2 6519, 78
DNA B AT F , &4 AM H B,
BUR RS H B L TR, BB A0
H BEAFF RIS 1 B 4 B X S \ :
BRI D R HOHA DNA 7 2Rk Vg, OEE ATk L
D-FRE . BT H B R, D- SR
o o R G 4 0, 88 L BETT I LI BT
B H S BB 67 S0 24 H B2 RZETR L BE LA T 1/3, L miDNA 45793
AR — AR B SR FIRIFRDUE DNA, 55— MR E 765 ] A 540 B ) DNA 3. PIACHER &
4 TSR A A RNA 518 BT, BT EH, BEAC T DNA 50405 (1 6-2), B4 ML
SRR DNA FERATAIN 207 40 AMEI K RIS .

6-1 ZRAERA

600
-

© =N g,

6-2 ZeKi{ARY D 2

=. SBRAERBYER

E RSB IR SR LU, mitDNA R S A LR 5 - (O 25 5% (O ER H BE RN BR L B5) 1A b D k.
@Wi 5 M D-PR X8I Bl Ab IR ey AR [R]85 5 5, L A2 R 175 1) 2 53, H et B ety 1)
o GmDNA SR Z [RITCZE 1T, BRI AR5E 45 1 28— BRI Z IR TR 5% ). H Bk
Fﬁélz—/\%n B A IR BRI RNA 51, oL 2 4~ tRNA T2 1> mRNA, (IRNA B F A7 T
mRNA FE[RFT RNA K 22 8], BE (RNA JER 1 5% 5 mRNA FER (1K) 3 S S8 A4 , R RR R TR 340]

84



Y

EBRE

GGy (RNA JP 1, FH7E (RNA P 8T U045 SRA, T B EE R ) mRNA (tRNA H1 tRNA, 5541 K11
mRNA TG 5" WHZ5H:) , 75 polyA A BEHIVERTT 78 3/ 3 & il — B polyA , LN AR mRNA . R 5
PR ICAE B Be AR PRI A . ©OmtDNA (438045 55 5 55 % FE R 21 BB 2 i AN 58 AR ) TE SRR
H UGA S (IR AR L5, AGA L AGG R {5 5 AR ARG 2R , AUA 2 1B 2 IR e
FET AR IS e Z IR BT . @R (RNA SRFIPERGR , FOSCR RS 1 ks U
FIHTPIOL OIS  HEE 3 AL R —E i [ B (FREEEAES)), w] LIRS 4 Fdiie b A AE o] —
il BRI, 1S (RNA AR AR B LA I8 05 1,22 A4S (RNA {8 A Rk K mRNA 1438365 1,

M. ZrEERFIETS

(—) #¥B8FEH

mtDNA BESE A7 AT ] G S MBI, A — W H B (A Ah B B AR, Mg A 3. &
BUFE : OmtDNA S8 AE A5 B /D ARSNGB/ R4 26 1 . FEZRRIARFT S 1000 ZFPEE 5, P
BB IRIL R AR AW 80 Z AR TV 3L, 1) mtDNA {X4mASH A i 13 F, HAb A 8 A
JO 35 Ko AR ERAAR L5 F ) BE Y HA B BT F A% DNA Gty , by A% 5 A i) fr ik L 2 1 o 7 i
A UG , 2R 18 7 e AR ; @miDNA KL R B 783552 4% DNA (9124, mtDNA & il % 5%
B R T T 5 14 4% Pl it B 2 1 5 PRS2 4% DNA 2R 14, J2 A% i R 2 5 30 i — A i E R 5
QLR R E AL B IR 1L 2R 50 141 25 P4 575 524% DNA F1 mtDNA (P RIVERT . I, ZoRiik D e 2 4%
DNA Fl mtDNA PG R FFd], 2 —Ff B e .

(Z) BEERMSERE

LRRIR mDNA 1 2 B2 X 50 F 4% DNA IS ZREE . O — AN IE 5 AR h 2 — 2
PRI, TR — AR A — SR AL, — A B e 7 b AT AN S5 3L R, — Ak H AT, — Kk A
BTy o —A~1E ARG P9 38 A B A SRR, BRI 1 2~10 4 miDNA 43 (B AN
S MR Z RGBT, AT B GORAR N L&A — 95 DAY mtDNA), BT LA A 20T
A~ mtDNA 43F, X B2 miDNA B2 FitE, 2 2k ik DNA 15t 4% 5 o Fi e otk i 5Lk, 4
ML s 2, AR T AT mtDNA S F#R&AH R 8, AR mtDNA (9[RBT mtDNA LI AE 2>
FEAER Ay AR AL miDNA , S8R — MAR R [R]—H 2R [R 40 A | []— A A i AR TRl ek i, £
Z [R]—Z AR A AR A miDNA #2401, 53007 9 miDNA f52 Bk, 388 miDNA #% DAy —Fh
7 A T, AU S AR [ R [ A 28 A8 5 P AR TR miDNA X228 8 miDNA A (53R AR, DRI,
mtDNA GEAE AT B =2 P J S, 7R 20 23 2, 40 R R v B 2R A Bl B L0 B A T4, DRI
SRR 8 1 T O i) TR AR A5 T AR, T AN A% 2 IR A T AR A%

(Z) FEENEEER

7£ mDNA SRR A 4 A1 & 538 P25 (B DNA (35t &2505%) ARl #il4n, UGA Zefit
EIRINAFZ IS S, AGA AGG 2K 15 ST RIS 2R , AUA it R EIRIE S5 5 A 24wt
SRRV, TIA ZERIAR (RNA HEFERSR , 22 4 (RNA ] PUIIZRR 1A mRNA A9 45R a1,
MEEZ DNA 250519 (RNA 22152 1% N B3 R s (5 64 D2/ D72 32 FliRNA,
{RZRRLARIEAL ZRGEN A 22 Bl tRNA, I AL PN 1) 25 S 2 e JCRT D D, 5 38 FH 23 - AN

(W) BREEZ

N AR TR A 24 10 T3 NZRifAR i AR 1P U 24 100 Nk, 7ErE I
LA KT AT LEBAY DNA SE A SILIHE , SRR 4IH 5 sl D A AT REE A SZAE BN {5 Z A5 Bl
AR BB 0.001%, SZKE TP AEURZ HRE F mtDNA 2SN AR 1L , PR, 32 kG IR rh 2ok
1 DNA JLT-2#05K A 81, BNZRL R LR Lo 20k A BE2E RS2 R R P A B T e T 4okifd
LI 7 AR G R A% R BE R 154% (maternal inheritance ), RIFREERE mtDNA {35451
1T 2, B A2 LREHEH: miDNA (23845 F—10, SCESUB PR mDNA BEAARBR L4 F—1 (K 6-3 ),

HLRIRIEE

N, 85



Comirey EFIEEFEM

86

% 5, mDNA %8 25 % B DNA 5 10~20 £,
HJE A LR L : DmiDNA E B HE AR #
SN ST ARG S, A T mDNA
AR R SRS IX, T RE SR R B L
AR R AR K. @mDNA 2B

6-3 EHAERBIRE (BTERER) S

NGRS BRRE AL RZA 10 T34 miDNA (B G BEALAY— /N 53 (2~200 4>) 7] LAFEA L,
A BN AN AL 25 FAX, X PP BP0 BRI B mtDNA $ici s i) AR BB RS St I
1) mtDNA S 534 AU mtDNA FEEEHL . XFTBA mtDNA S BPE Y 201 , O 40 i i
HARHORFEZE R mtDNA B8 A8 DS AE LB LA T — A AR TR0 R T HA%
BT miDNA B8 SRt m] 7 AR S AN ) b ] A AN 942 Y miDNA (14 BR At , 38 A4~
ACT] B Sl %) S Jo e 2 S, o 2 PO XA -t P R LA AR [ 14 77 2 B A RS2 8 Y mtDNA FE 57K F- o
PRI , — AR 1) Lo 8 B M5 AL B 25 TR 5878 mtDNA i FP2 s AR, A0
ZIH] 55T mtDNA RIS KSR, FARRBRE R T LI

(R) EHnE

20y &S, 58 A8 B FIE A2 B mitDNA & Az 53 25, BEATL M 23 I 21 5~ 20 Jf o, o5 40 JH 400 5 A [+)
Fe Bl i) 2 28 78 mtDNA 43, F5 R 52 il 43 25 (replicative segregation )o 33X F Bt AL 43 it 5 ZA 7] 141 g
 mtDNA 28 F1 LG 491 A2 1k, 7 3% 22 1 0y 245
i, AR 4 b %% 728 B miDNA B A Y
mtDNA 1 P49 23 & A= 1) 24 5 5[] 4 JRe 1R T 7
4, BRI G B AR (genetic drift ), 5t 15 5247 &
— BN, S ST S 240 A Clan il 240 ) 7
A HEF 22748 miDNA a3, 2 T80k 4y 24
Je AR FAT B A B miDNA. (4G B4
M1, 2878 miDNA HATZHIPLH, 7E70 RN
20 L CAn LA L) TP e AR 2R 8 i R AT 98728
A mtDNA YZEANf, X Fs (IR 4521
RAMBIEZ A E MU (5] 6-4),

(73) MtDNA 3=%TEFS

mtDNA A 4545 R E T H G AR AR 5 Y

Iy P 64 FERMRTE mDNA NS BREEGE
AT N SHEASS, B AE AR, AN Sy i)

AR IR RIAR T REG IS mtDNA FUBHIERAE . 0 FIRI T3S Fmh 7372 R 2R 0;A B.C £m T
BmtDNA v TR IR, B TIF R4,



o
SBINE

WA 7 A 1) UKL N H, A% 138 7 A 18 B BB T, W B 32 S . e miDNA B 1Y
A S (dG) PTFEAL RN 2 S 1 (8-0OH-dG ), 330 mtDNA L B A . @mtDNA & il 4
e, A R SRS . mDNA B HIIAXAR, SR H SRR T ok S K il T RERIRE
H 2L HES AL, AR DNA ] H & B, S 80N %28 . GOmtDNA §tZ A 241 DNA i s 5
AEJ1. % DNA f e REEAT e LRI IE R IR {5 miDNA A 185 R G T MR 5742

mtDNA 5 R B R FHEH L2 EIG, WA T AR mtDNA P e A2 L AR AT 3k 3%, JUH:
D - PRI 2R A S PR A PP fE AL B B DNA 330 A0 TR, T 52 5 Bl 3 4 H A4,
16 024~16 365nt (nt: B 11 FR) S 73~340nt WA IXICH 2280 = & X, 53 5iFR R & 28 X T Chypervariable
region |, HVI) @748 X 1T (hypervariable regionll , HVID), 33 P> X 35k 14 57 B 2 85 S 80T AR 19 =5
JE 225 i ] TR A RIS S 2= E T, A= e fk RS 55

=1 | ShirEEZEE

A M 1988 4F4fZIE 55—~ mtDNA
GRS T B LI 05 191 LA
AATX mtDNA 5848 78 %5 95 & A
FIAE FHHLHT IR T s & R
HAT, B A 1021 D 5EEAHE)
mtDNA 5 5875 296 F 55 9 5 #H 56
(9 mtDNA B A A B AT HE
H1 T mtDNA 3 K 58 75 7] 5% i 28 i
AR AL I RE,  ATP & B
/b B DL miDNA 58 748 S 85 (i 28 ki
A 22 2 0 Ak 75 SR RE B A LA
AR 2 41 40, — H 2k 1R R B

AL R AE 1 e & ] 5 5E 41 i B MERRF

TR BIRG, FEXLLARRRT 6-5 MIDNA BERESIEXEHXRE

DIRERI AR , HH BUAH BL A PRAEAR  MELAS 2540 20 I £ 25 LR U FIAE B %/ s MERRF
(K 6-5). e A LA P FERELT ZF 455 s MND 38 S0 28755

—. MmtDNA Ry5e3R R

mtDNA GRS =S4T FR AL 40 K Bett ok H 4 1 mtDNA £l

(—) ===%

mtDNA FPREE B 22 A CBAE R AR A BN A, = AR RO AN, B R BLAY 1000 24
PSS mDNA 5 2848 o K2 45 Y% ARRIE B 0 e A5 78 5 Lo AR PN B B BHREE SR tRNA
rRNA FEA I+, 55% & AAE S AR N8 15T B IR DGR 22 IREE S 6 DR | E TR SR (AR5
HRE TN E Y mtDNA “F UL AL 4 ANk 6-1,

761 —EERAREPIERA MIDNA @53

57 VLS BXER =P S vV
MELAS ZEA&1F  tRNA™ (RNA" tRNA™ (RNA™ (RNA®" tRNA*" NDI ND5.  nt-3243.nt-3271.nt-1642.
ND6 nt-8316

Leigh ZE5HE ATP6 .ND2 .ND2 .ND5 .ND6 .tRNA"" tRNA"™ iRNA" (RNA""  nt-8993

HLRIRIEE

R, 87



Chmiibal EFEEFE

88

S 7K UNTS EXERE iEPS=E VA
MERRF £¢ & 1iF (RNA™ tRNA"" (RNA™ tRNA™ (RNA™ ND5 nt-8344 .nt-8356 ,nt-8363
LHOH £:451iE ND4 .NDI .ND2 .ND5 .ATP6.COX1 .ND6 .Cyt6 nt-11778 \nt-4160 .nt-3460

nt-7444 .nt-14484 nt-15257

(Z) KRERERKER

mtDNA (1)K F Be e B4 A G B R M &, ABR SR 7 I, KA B R ig £ T —4 D 1
FOSEEA . H BT C ZERE SE 80 & B 296 B mtDNA Blde i A AR HE, B2k 19 H BER /N4
mtDNA il /)R 7 B P g 38 5 A7 2~ 13bp M EE BT 51, DU 51 S mtDNA 8026 49 Ji R 1T BB 2 mtDNA
Gy R Y R S R S R A K B R A S AL, T R AR A A
FRAETIRE T R, =20 ATP U8/, T RZ M 2L 2 28 B I T RE

B WL B 2 8 483~13 459 v Bl Fk 22 1] 5.0kb Y Bt iZ Bl 2 2 5 43 ke g B Y 173, 1K
FR % WD (common deletion ). % F BEAL T MT-ATP8 MT-ATP6 MT-CO3 . MT-ND3 MT-NDA4L .
MT-ND4 MT-ND5 B3 43 tRNA 555 55— AN R 5 WL e % /2 8 637~16 073 6 5 =2 [i1] 7.4kb 1Y
B PIINA 12bp BRI R R P, %A B & MT-ATP6 MT-CO2 MT-ND3 MT-ND4L .MT-ND4
MT-ND5 .MT-ND6 MT-Cyb FB53 tRNA F1 D-FR X 1751 5 55 =P UL Gk 2k S22 4 389 % 14 812 fif
10.4kb 19 5 B, A2 mtDNA K36 . TR £ BE A 2 2P AR

(=) mtDNA #=2R>

mtDNA £t (1980 J2 48 mtDNA #5 DUECR KA T 1IE 5 4, X Ah o848 3 /0 0, AU — 2L 300t
PESE LI FRft LR b 2 s U 5 v i 1]

mtDNA #5 DUSUR A i 20 rh BObL (A5 H 1) B BAR AR . ARR AL SN AN A ) B T R S RE Sl i, 7RI
FLEY AR ECE 2 1.000~10 000 A5 DAL, fEARK AT T, A28 miDNA $5 DU AN [
ARk, L I 2L e A R oK

—. XZEHHITEEIRE

(—) RRTEHRIL R

R R BN, P A RO AR ] . 28748 &R (RNA |, AT (RNA T rRNA Y25
P 52 mtDNA it 1) 43 22 KBS 0 B A, S OV Wt rp 2 P il 5 B A 5 2R 2848 R A
F mRNA AR S I, P 5850 2 RS A it B v () Aty SC A% 0 77 55 Wi S Akl 2 T A K g 114 225 4
FE e, 2 M A AL B R AL D RE N B MRS A LA 2R M A BB 21 247 4 25 5 1E (MERRF ) 3¢
B AL PER A 22957 (LHON ) i AR UL (KSS ) 25,

MERRF 55 UL 2878 & mtDNA ) tRNA"® ZERIAEAE 8 344 {55 A—G 28745, il t(RNA"™ 2544 ToC
IS 52 T SRR AR AR B OKOT, 2 R BB R I 2 A IR B R TRV & BRI

I & LHON 95 A ND4 JEP AR 11 778 s 1 G—A 5875, fifi NADH JBE UG I 507 4(ND4 )

55 340 SOKE SRR AL B T 422 , WIS T 2R AR RE it 1) ™= AE , 5 | R A e RO I i 22 ek . 31
CRBLED 10 FlUS SR SIZARE, BT T NDLL.COX T .ND6 . Cyt6 S5 (3L P, W LHON #4177
RS T R B AR SZ B, ITHERE RIS 57 B -

(Z) RERIRESERIZALARS
KA BU R R ALY S 2RI, n] G EZop PR A AR AL D BE B I, 7= 22 1 ATP Jel/b, M52

LR A B IR, Ui LY 8 483~13 459 v Ak 2 [7] 5.0kb A - BEb e, i% i B de Bk 5 H
H ATP8 ATP6 .COX Il \ND3 ND4L ND4 \ND5 J#B45 tRNA JERI Y £, i AR L R G h 2K
AHEAE AL, ATP A I/ . 12819 22 T F Kearns-Sayre ZEA1E (KSS ) BRI EIREE



Y

EBRE

JUT- AT KSS 8 A4 miDNA K7 Beiit k| ik K 22 & AR AE JE 0k 5 5205 1 4 &2 Tl f s 2
], F5 4 LAY 8 468 v I 13 446 v 15 22 [6] Y 4 977bp B2, 2 1/3 B A bl Wi 245 A7 T ATP
W ERAY 8 FEPRI AT NDS JE R P, fie K R BER SR A 5 786 o7 A F 15 944 37 55 2 (8] K F 10kb A%
HTH E4i TIF L2, S HJE (RNA JEH, 3R IR TR (A G . KSS Ji i ™ i B 5 28748
mtDNA {52 et FZH 8LV A A 5%

mtDNA 58745 1R 2P, O & B S HEIRIBAHOCHT mtDNA 28748 20 %1, mtDNA 2848 5 %
K 5T & A D LRI ZH 20 b A miDNA A4S B | T G LSO LRI 2 2 rp e A 2R

B=T | ZRIMERIEEER

—. BRER

LR AL AR T AL BT S B4 53 L) SRS U1 T AR Tk 9 O B4R , DR A B2
AL AL A RT 38 % 25 1L, T AC SR R ZRLIARR A 2 st AL 40 Je A, PR B RS (maternal inheritance )
(WL 6-3 ). fHFH T 3245 UF sl A2 o U —/INER G R AR i i 4 o 2845 25 T2, iz 4
J o 2GS R P I S e B R AL B IR, B IR 2 PR B 1S AR A, 1 H A A i AN —
B R R SRR B RRNE W (H AR 45 T —1
LRI B R AL 5 W QL O R XOEBURAA A, BTH R g BoR e LT ML, B R
A LIS T A0 B E A AR T — U 5 105 b 5 B HR T LU BB 45
— R HAFAESE g% o wi ) T REACE R TS 8 BT d KB AR a5

= EERAN

mtDNA Z8745 R B A 70 5 58 A8 7 mtDNA (9 AH X A8 A B2 2 20 200 i 1) A R 2 e 1)
TR AR HY mIDNA JE S —E RO i, A5 DR R A S B A RE S X R AES DR S A
IHAERERS I 2 74E miDNA B/ NECE RN BI{E . 40 LHON bk 2R AL , Heg ik vb ] ot e WL, 5
itk LHON S0 h 2875 mtDNA Y (B 7K =70% , B4 it 98725 780 miDNA (5 eIk F 70% D 32
P LHON $sHEIR

(A — XSRS, B 52 2 S A AR s A5 1 5 e AR BE AR AR mm . il , ok
5kb 75 51 mtDNA FL3R5K 60% , 5t 2R 3t 2 7™ A5 BE i A B T, i 2R I LIS £ =5 LR IfE B A
RE R VE (MELAS ) Hi 3 (RNA 5287280 miDNA 53] 90% L) FIFREEHCilEA 28 TR

ANTRI L B R B et AR R AN TR] o ) g e AR A B o8 ) L 2 L LA 21 8 ) A7 B Ak
BREIR AL A5 10 B 5 M, IR A 98 78 mtDNA 7KF- st 25 DRI RAEAR o PiX sl 22 R GE X ATP M7
e, X AL B R 1k 22 G0 BB SRR, ) 32 1 (A5 () 2 e T A2 3R o HABAR U R B S L OO R |

HLRIRIEE

JE EPIEE o A EFIE R 2€ 2% miDNA 15 80% i, 14 AN Z B H o BIUAECER , 17 LA S i 41 4 7P 5828 miDNA-

IR F R LG B AR B A o

[l —ZH U AN ] D) REARAS X A A AR T AR SEi 0 O AU A (] o A (A i L S A il
IR BRI X ATP B SR BREA 0 25 , 0 P PR 5 0 miDNA S0 ek i o — 7 22, 3

SET RPN SE AL

LR R I R Z RS R BB . I ZU T miDNA BE o FES BREsE 728 A= )L
AGIEAER, {03259 SACBEIR AL R G AN REW R LI A R AR AU H A3 R ROR i R
o HURNE KSS FIZEATPERRSNILRESE (CPEO ) S5 By Aot IR BAS BY miDNA, (HAA AR

PRI KSS W2 RGEEKHL, PEO FEURRTEHRML, nTRER i T miDNA i A AR ARSI Z il 2

Ry, 89
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EFIEEFEM

FERRJZ AR, AR B mtDNA AN — it AT IR K80 KSS; AU AR 7ENLIA K- 53K PEO.,

ZE7F mtDNA Pl A7 48 0 7E 20 mp 2 A 22, DR i S Aer (A5 28 B0k 5 41 I FE G AR P TN
TE— N WU ZEVE R LB PR L1 2T 4R 455 1iF (MERRF ) K 2, A 85% 2875 miDNA H/MATE 20 % i}
FERARIR I, (EAE 60 % IFIf AT AR HAH 24 =,

=. &EDEE

SRR 52 2 A e DR 2 R B PR 20 2 35k A R e L IR s ol , R I A B IR A FH A R A
Je, LR ARk ST 5L 2R G I S, mtDNA 9878 n] S8 A & A 5 Hk, kiR AL R 58
Z I AL 2, 40 (RNA A U .mtDNA 2R A 45 th A% DNA #5246 5, 4% DNA 58748 th, ] 504k
KA 5 B, miDNA 2875 (Y REIR Z 05 HA I 20 15 570 0% e, A Se2Rob (4005 an KSS, 222 i
mtDNA 8 fr 580, AT H MT-TLI ((RNA™) JERI A5 BT R 30, UL, kiAo A Se R B A B R
SU2g K SR LB b o Fo N2 U L SR O A B

FALBERR AL AR T 5 AR A2 Fi miDNA FIAZ DNA JE[w) 46T, 2wt i 6 i 4 4% 3 [F 28 A8
FIRE= AR T LR AR IREAR o I, A SE R A 2% DNA 5 mtDNA JE[RIFE 255 .

KEINE

mtDNA & B PR BUEE DNA 437, 42K 16 569bp, & 37 AL, G 13 Fft 5 0 e il 53 554K 0.
HAA7 22 A RNA FlT 2 Bl rRNA. mtDNA Z il 77208 D-FR & il PIAREEA STt , (5 gmit ™ 9y
A, 5 DNA AL, mtDNA A DL TR Qe L E [ £ Q74 A2 s MR R 7 2 5
P RS B B/ Hust G 205 5 8 FH B i R R ; @RI BE R @ 5 B @ AR L
¥ DNA

SRR KL PR 28 AR S AUAT - B 4, K Bk AR mitDNA 2 H WD X i I R R
mtDNA ZEA SR 7 EAT G o BRI AL A (D BRE Rast A% s Q BB ; O P FIH:

(Betk2)

1. SORRILIR A AkE 57 A BRSO B2 B 3 A i 2

2. 2R AR 128 tRNA JEH 1 555bp A—G A5G|, a4 Rk s st 2175 0
KA

3. LRI T AdE 7 Anfe] S T g R Lok AR s AL 0 2

4. ZERIRB AL R & AT S i 10 A B AHT O BIpLE]

HE T4 (™
AREBERUSN REBHESE



https://baike.baidu.com/item/%E7%BA%BF%E7%B2%92%E4%BD%93%E7%97%85/8466668?fromModule=lemma_inlink

[FIER]

1. AE G R by FEARKE,

2. ANE PR A AR A RAE

3. BWH AR S DA R ERE TR T
4, NERapatFERa 4 RKRNA R,

YLK (chromosome ) S35t 4 5T (HEIR) R4 . B H1 DNA FIER FIBTAEAE 1, A i A7 A% 26
LA B AIVE R o AL AN A DR R A0 AE T AN A% N A B (R T Sl ik 20 7328, SR PR e (5
Rt A% 3 , N EFAR RS 25 T A  MOEAUR 2 1A, SE S R anTih 3. AR AR G (A%
A ELRRE, R R0 A= 9 G R AT S RN H AR R E , PRI, e IR Bl 2 W S 1 d 22
briio

NRGEERWIFEEA 100 ZAERII 8 1888 4F, T8 E #5175 W. Waldeyer AR5 20 il A 2253 3¢
FIAE B A 7 B AR B IR G T P ki — 440 o (H i1 TS SEOR AR 5 ik A R, %)
NFYL B H e 227 TR A DI, 1952 48, 45 E % 2% TC Hsu (FRIE L) 1 58 KB HIK
BRI BEARAS O] L2 B3R T WA BB S g o fk . {HEF) 1956 4F, Joe Hin Tjio CEAT %) Al
Albert Leven FSZ5 A BIE T AZEIRANAEAI G (AR H Ry 46 450 UG B CURBORIR PPN T TR K
1959 4, JérOme Lejeune %F 3 ] Down ZES LB LT T Qe @ik K2, KB EHIET AL T —45%
21 Sy, W2 T ANIEEE — B A 5 1960 4F , A% B0 T 12 M 40 i P (A s B34 19 Ph
ek ;1968 45, Q AFHARF IS  AHL B T & Fh e (R AT HOR S m 1 e G R RS A 1
KILT — 265 LT ASRE R BN Y CARZE R S5 51976 47, iR 3 HE s H R 19 H B, sk 1 e (iRt
1, 20 22 90 RS 43 F AW b ot ReitVi , S ARMEIs G "7 25, th B T 91 A 35t A% 273X
— W IR, & 255 T AR5 1 27 A o3 1 A W2 S BOR i e 1 Bl R S S A s 14 27 R
TCHEI TG R S B 5 L RTAT LUK DU A B AR 58 28 2 10kb DNA A RZR , MK PRI K SF- |
7R TS FBAIRIIAS T

BT | AERBFNHERISIE

—. RBREMRBHE

%@ﬁ&mmmmﬂ%@%iﬁi%ﬁ*%ﬁﬁ%ﬁ%%%%ﬁmﬁﬁiﬂmﬁﬁﬁﬁ%ﬁ%
PRI FEAN M RIS R v, e €0 0 o SR AL BB AR ( condensation ) MBI, 4N

ML EN ] R v, e AR SRR e A Y (5
(—) &

%éﬁ%@%%%ﬁ*@%ﬁMMMﬁﬁﬁﬁﬁo@%%%&%%@ﬁﬁﬁﬁﬁﬁﬁﬁ%ﬁ;

IR RE BE LA S DIREAR S IAS R, 43R e (2 5 ( euchromatin ) F15F 444 T (heterochromatin ),

Ny 91


https://en.wikipedia.org/wiki/Albert_Levan
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EFIEEFEM

1. BRERMFFER 5 Y O507E 40 TR E R EEAR, SAAHCIR , R E R4 e, & F
B H P I DNA, B S TV, o 6 7 1R] 30 4 A 1 v e o S 4% €5 o0 70 2400 ) S0 R e
PERE LRy, S BEARAS T H Y (LR, 200 A TEAZ I N 2R 10T, DNA S|4, & A7 8252 DNA J
G AR BEA T S sl O SRE P R IR RN TR BRI Y B 0T, S O (08 BRI R D 7EZH
JRLTR] A T EEATIRZS s @2 st B 1 1k DX, R B A ANk iy P 5 (3D 52 i i ) e T~ et e (0 BT IX Sk, 5
Guth 5 A PR — PR S5 S5 44 (55T ( constitutive heterochromatin ) B L SF 9L 05T, 285+ -
5 S g 5 ) F2 BERAY X S YL (0 B A A5 PP AR SO A T BEA RS (I 57 141, — Bk v B
HA M DNA JF9, A % s im0 WL T UL R R 3 220X S X IR G IR DA S Y e AR R e v
2/3 X BeAE s g — i Dy e S G £ BT s AR o et 7 G4 45T (facultative heterochromatin ), 3X 28 4 45T 2
TEREE AT — € K B W Bl i Y (0 BT BEAR 5L R TR Y o 2 BRI, BRI 2k 25 7% 1, Joke %
TIRE ; AL TRABCIRAS I, BB %78 i e (50, MR O LG Sl M (67 S [ 00 ) 308 A T i
£ J LS e (0 5T 1 5% AL B, DNA I 3840 & 18 T B2 R 1E

2. MFBRE  PEY AT (sex chromatin ) JEVEYL @R (X FIY ) 78 [HI 20 A A% rh Wi ok g —Fi
FRORZEHY A4S X Je R Y Je@ it Phge s Tt s e a5,

(1) X ZeJ5T (X chromatin ): 1949 4F, ML. Barr 55 A\ AEMES# 22 TC A0 UL K 30— Fh e 4 /M,
FEMERS P U WA B3 — 2540 . i — 2D AIETE & B, Bt AL, oA PR IR L2 3 (a3 A2 (8] 3 4
L P RV A A A o Sl s P ) 25 S P 5 4 T H AN (SR b 28 ST 20 B, 2 A 200 e P [ 03 rh ] DAL
B G54, FRZ N X Gt BTal Barr /MRS X /MA (18 7-1),

E7-1 XRER
A B.C.D.EZMIA70.1.2.3 4 X J@f0,

TE Lo P B TR S 20 A SR AR A AT — S TR, /N Tpum BOAIRITE /AR, B X

WL TER BT X Y. A ATER P2 I X S RAEIE 2 S oA X e
R R 1 P R RN R A AR H U —A X e ik TR S A
BRI AR XGRS R A A PR A TR B Y 1961 4,
- LRI Mary Frances Lyon S X Y 60R5 55 O3 ( Lyon 18356 XX S IGHERT T iRk, %088
BRI AT DS R AR K B 5 OSBRI WS 16 K2E47) @X He (afhi sk
B , SRR X e PATT ARE F152 FULIT BISKE 1135 (D L 5E Ay M ML 304 (e



BtE

B — 2% X QAR A TR TR, 75— 2% X Qe iRres il BRI @ ARTE R A B sE e
FHAR . — BE—FEE A N B X e PRI , T2 ph s 2 e 5 B 1 A ) BT A ARt B 2 i
— A XGRS . ARRACIR X G RIS W20 P s 1 X e @R B2 AU, Birfy
XM 1 AR PR B A T PR BEIR X G fA s FE—DIEH ZHER AN, R IR X e
PRBEAT SR , AT B o PR, G 2 BEALEY , (BRI AE E 1Y

Lyon [t 732 B ALHAZ Y X B (58 H B2 b X Qe @A A 1, B XX HA 14 X Gt )i,
XXX HA 24 X G, i, A X Qeafhhf 14> X Q@ kg s 4in, of iR =2l e
H AR, SRR X QA BeA Y, BT 1A X G ERA Y. 7Em i A0 b B iaoh X g @ik
WICHEE . X T IEH T, BN X Qe A R A S 48 , T ELAR T 2 A T PR, BOE X @i,

B A, AR X Qe R G R BEPLAY (B A5 535 00 X Je iR, AR g X g @i
SRS IAEIY 3 73— T3, A X G @A 5 A A A 3l W R IE R X Q@i ki,
HMEARTE RIS, BAR XORIER) 2 0, HIF AR ZE 2, K16
(9 X B @R EIEPIFARRRR 2 TIE M, A — R ST R — ‘ﬂ'ﬁgﬁéﬁﬂ‘l 0 Xk 3 £

i

SETTE . Pl AJE X Qefh E294 173 il Ak ST 5 MG,

ST (] 7-2)0 RIS X Gt PR%E i 5 10 3 40 B, PHPS2 . o

BRI T M S w I RIER . 4 47, XXY IAEARTRT 46, —

XY B4 47, XXX B MEAS ] F 46, XX AN, i H X G RP3 OTC

AR, 00 53 0 P TIMP [t UBE}
HATA R X e @RI IE 15 K, 52— PR 500 AR R —

RNA, FR A X Ge @R Je 6 55 5 55 5% I 1 (X inactivation - specific AR A .

transeript, XIST ) 25, 3t RNA 7ERFZER TG Y X Qe afhk R ook : Xy 20

HHR, R X Yk, Rl R MR, A S I

HIE ., i XIST RNA fFEH XIST 137 F Xq13.2.
(2) Y e85 (Y chromatin ): 1E & Y3 M %) 5] 3 20 Bt ] 2¢ GLA e

el Ye o f5, 7E 0B AZ N T B — AN aR SO M, B -

0.3um, FKN Y Jetm ok Y /MA (K 7-3), BF5E &I Y Jetaik

IS B S B R G I B RS Y S R N . D ) T HPRT | |

e S BN A (), PR T R A, 5 X et i

FOARTRI A2, diferh Y e @i B 3 S Y Qe ki B AR . C6PD '

WSSy 47, XYY (N, A% i A Y e, 7.2 X PEAbBss TR
(Z) #efk

Yot i i GBS B E 19 #% /MAE (nucleosome )
WA AL, A%/ IMAIU E 4 AP 2 1 (H2A (H2B
H3 H4 45 2 43F) 4L /R AR 0 36 1 R LA
K25 146bp 1) DNA SURGETHI AL, LLAT DNA 4§
BELE T 6 5. A HL AT AHER A P4/
PR3 BZ X DNA i, A% /M it — 203y S 5l il
P 1740 435 45 1Y 30nm £ 450k 45 7, A 24 T 5L
ARYufty i 2z, Yeto i 22— RTEAL Y BORIR 25
FA, 33 B B 14 SL R I 25 T AR 4L B A B S 4
b XFREFLER EAR LR 240nm, T 1T g S ] 15
R I LA BTKOT RO Y B ik 22, Jefafify
% (1) F Je B BE e A e AN M E A 22 0 4 B0 8o 7-3 Y REBR

AZERBH

Ry, 93
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9%

R AT — R B L, S
(telomere ), Yiig F 2 %5 2+ G €5, {4 JE
GRS R SE R RO A
B D RONOEN L e SO
5 WY, BRI IR 24 R (secondary
constriction ) (8 7-5), ANZEir v %4
LY (0 1A Y J R A i A — BRIR G544, Bk
Jy bt A (satellite ), BEARAE &R 45 75 11 El7-5 FHIRGARRIF ST

EFIEEFEM

SAIF, Yoo A 225 5k L 0 il e
Y8 258 1 i) Y € P o 0 7 i) 99 R 45 4 L TR
MR, 2, JUBDKK A DNA BUCA L
TR Y G o | AR B2 24 2 J5R 1 7 43
Z— (K 7-4), XMA R aRE T il
20 it A 53 240 B b BE AR HEHE T L 1 R
i) DNA DAYt AT 20734 20 e 25+ 4 i

= AERREBAFIHB S
25t

AR A= Wy i e AR K S5 R
TS A, 1 R — 4 A G A%
SR FIEZS AR E E 1, 4, SR i
Qe MEH 6, /NG R ECh 40, Jt
CARE I S5 R 25 B4 558 X AR )
AR M BT H B P BB A
S e Yy i 4 i ZhRai 2 —.

(—) AR s 8

TERRZAY R, — IR E AR A A (B T) Th T & B B G O RFR Ry — DY R, Ll n #0R. IE
HAEFEANAE O F 300 1) th e RO, 23 45, B n=23 %, IEHECT AN & 10 SRR I ARy — A4~ 3k
P2 (genome ), HAT— Y (AR L RO A0 HFR N BAE A Chaploid )o AT A~ e (AL A9 240 OB g — A
1A (diploid ), A 2n 7 , ASIEH ARG CAAKH Z 46, B 2n=46 %,

(Z) AR Es

TE 2 a3 R0 v B AN TR 40, e LR IR S E AR R 3 o A 2203 34 P e R B2 25
LAY AT ARG e B S, W T A A S A PR e A 2 W7 o

B — YL O R R ELA 6 2% Y (0 BAIA (chromatid ), TLAR A QR YL (0 BRI &A1 145 & — 4% DNA
XUBR e ik P 2% B PR 22 18] i 3 22 K
( centromere ) HH & j% P % 2 *_\T Ak ] fg/é
45 7% S W) 9% Gi IR B FE 4 IR (primary
constriction ), & 224 2t i R A & 19 ;
AL Ay b SR ks gy AR
WYUK, £ 2R G (K R B
H AN BETE 0 SR 30 1) A A R 3l i 2%
Ko & 22 R0R G R oy D R (p)
R (q) PFR 3o 76 B A

7-4 M DNA ISRk FRIEEISE

KR <




BEtE AEXRBF

KRG, LA 5 AT R A 5C, BRI X A% A~ 41213 X (nucleolus organizing region,
NOR ), MZA-ZHEAH X &5 A1 OB RNA 5K 18S il 28S 19 rDNA , H L e S 5% rRNA, 2 5 B0l
PRI AT A 5 1o

ek b1 220000 SR AR E AR R 2R 0 L A e Ay 4 TR AL Drp s
4 *E éfé @ ﬁi ( metacentric chromosome ), %
S T R G b e A G i
RN 8 Sy, WG 2R T G @ IR N ml
i) 1/2~5/8 Z 18], JFAs e k73 o K0

N ey ’W:*"‘-'
I A RS . @0 ke 25 24 e (4 fc N
( submetacentric chromosome ), & 22 %7 {ii T o— Hfifk
B SR8 2 U e\ Al S O
M > e -

G RRIAF RPN . Qi & 22k g
{a & (acrocentric chromosome ), & 2257 53T
— ¥t , L T YL ARG Y 7/8~ K B Z (1],
FEAR L . @i 2200 e A 14 (telocentric

— ¥ (q)—

chromosome ), % 2 KL AL TR GLARIK S, prpon wants T Eadin
WA, ARIERRakRam=my  FE8 pan i
Y, Bl e 25 g2 Ye e R IV A e 25 22 47 7-6  ANZEREMRH 3 FhERIE AR

EPRFNT I 22K A (18] 7-6 ).

=. HRIRERERENS

NS A b e G IR E R . TEAZERORARAE AT 23 X ge ik, Horp 22 X e fk
SPERITC HHOCHR PR A Y (ufA (autosome ). G a4 r (Y 1 068 [T 5 % (5 (AR O TR 285 (5 A AR/ IV
BEACKH ] 5 10755 h—XF 5 PR AT WY S0 B4 5 R A e AR TR NP (U1K (sex chromosome ), Hirp
5 X e Y e, MR @IS AR NMBA BB R 2E 5] . X ROk REN T
CHH 6 SR 7 SYEMRZIE, MY GO /NE R 5 G 455 21 S 22 SR EMRMY, Bk
PR R LR XY, TR 2 PR Hh B PE G AR R XX, RIS Mk S RO G A, 2oy [ Y
PEGE IR XA e 7 2O XY BUPERIRE . P, ZERC T & A, BT L™ A P Rioks 1, &5
X Gy X AUE TSR Y Je@iRng Y BURE 7, Ik 7 i B ARSS s 2o th T4 b A mi ok
FARARY X G @A, Kk, AR —M a5 X @R SRS, X B0 T 5 007455 TR i
AR S XX I SEAG OB B AT B 2ot 0 Y BN 5 001255 W st g G A ZH iy XY 11
AR KR T IO B B LSRR BIRAS 5 FIBE 115 S AR A I 18] D5 19 , 5 ) M2 ik 1
RER . TEHRIRET , AR 7590 5 R4S 5 2 RELRY , AR B L LU BIREURRR 12 1.

AR AR, P2 HORS 5l A7 B X Qe (AR Y e (AR BT DR 19, T X e (AR Y e (fRre A2k
PERIPE P RIEHIDEARISE . — D MARIGIEHA LA X Qe iR, 2 Y @R kR (2
AAPEARRF BRI ). PR R S 1A ARl 47, XXY B 48, XXXY 45 i THO AR 4,
{HEE—ARIER B PE. WA Y R0k, N R B A LR VERSAE, B R — % X
Qe R AR 45, X A, HRBR o0  HAN R — N RAU R i otk

PO BN Y Yoo R S 1A — A e s o 1 0 G B S TR, Bk kg ) e s X B Y 6T
( sex-determining region Y,SRY ), SRY fi/ T Yp11.31, 4K 7 897bp, iS 1 SRY 25 FH 7 204 2 FE0R,
FLAT R BE AR SEVE RS S0 . SRY JE R (9 36370 FH BE S AL 43 1700 432 0 k2 B
ST SRY B [ SR 24 S A, S F AN B2 S LA o e A
A BRI R 2 b e R A M) A B AR , T 5 S A 0 A A 20 0T Ay S HUAH S ZH 2

Ry, 95



E—HbD

9%

EFIEEFEM

WS P A e B PE ). — HL SRY FERI AR sk By 7, v P2 Le PP T I (40 46, XY &k
46, XX M) Bk A

=1 | AERBHEESHEFER

20 tH22 50 AEACLAAT HTHARFN 775 B BRI, X 94 AR AT 58 52 31— 1 52, JoHOR s A%k
FAYRITFE 25 AR AR —3L. 1923 4 Theophilus Shickel Painter 42 1 4 (A% H A 2n=48 UL, — 19k
ZRCFEFAIN, HF 1956 4, Albert Levan 1 Joe Hin Tjio (B4 %) B FHROKANZR (Lt 22 4mii5))
FIERIE SE MRS HOR TR 1 i ) LT 20 25 3 S50 P f ksk SE 40 i i e 1402 46, AN 2 48 4%,
MIEH & T KGR AN 2n=46 , KRk 5 2 8L 3 L4 1 TG

—. RBRRIAFRGIE

(—) REMRAIIEIE

GO R LSS T A0 RS 5 A S AWz SR, —RAEAT 2270 58 P I, Qe R B S iR
S Fe Sy BN X, 2 A G LA R S AT . Sl AT LA AR S SR 40 L &1 J) i b L 200
AN Js R AT R f AR AT BRI AR A G LGBARAS SRR bR AS iR LK 40 i LA
KR R B SRR, X BB i KR AT A RSN R A BRI B AR AR A, A DO R T
DL THRIVE G R bR A, i BRI 6 L% E LU R I B N I BRI BRI A A AR 46

il G AR A B AR K R TP I R . — R L A 2200 R G A E A A A
HAREEPESE, RA BN BOPRA BEME T . BOKAN A Wi 25k 22 245 5 SO PR, BRI 23
LD IIRTE Bl , SE A0 53245 (R A 8T, NI BRAT Rt 1 v 93 03 385 s [RTIN S 1 45 300 03 R 11 7024
Z AR RS WAL BRANNE . o TS W T AN AR R 8, A7 1 T G (B AT 5 428 T T
FEACIRE T R, TR B ( Giemsa ) JUlHe €, mlt nT 45 21 Wty Y AR A4S

(2) REABTRARSETRID FEM

Pt fR 417 ( chromosome banding ) % AR J&7E AE iy Ye AR B FE Ak I & BRI, B RE R @
TR By SN 4548 , A7 B TR s U5 — 2R e (R S I e (MR S i i o i i g A2
TRALONRBRA 25— R AL B, I AR Rk e ol G (0 P R ot (o I P Iy R A ) 4 e
AL, WA G KT (chromosomal band ). B (AR hy 1h — R AN EESE A AL, AT “HhlE)as”
R G R A Y i WURR R AP R o Tl ek AP HOR A Y (S B R SRR AT B, DA
MRS B (R (437 B (banding pattern ), %% [ PR 5% (R 14 BUEACKH [R) 1T ELESE , AR R JR G (R 1Y
A Al — R T , NG R TT UL 300~850 25 i f o

1. EFEA Fnligifba R nfE % Torbj0rn Oskar Caspersson J~ 1968 Y ST 0
RO, S8 R R I A S ORI AT P A 2% Pk S A AR e (o AR P R 7T Y
PO — SR G AT F W Hh Rl by et . WA BOR — R AR — 2R 2 Won B AR YL (A Y
ORI AN QG R E A HE AT HOR s 53— S0 R RR IR G B AR S R R T R s A0 C Al T

E% \NORS E%%o

(1) Q iy : 7EUE WA T v LS 21 v A e (AR 28 5 S YL B AT ME MY A ( quinacrine mustard,

QM) AR A S SR BRI B4 Q 4 (Q band ).

(2) G A R Qe CPRBRA B PR PR B AR AL S #EH Giemsa Qe e @, Je (o fA

L Q AR AN B T T IR L B G A (G band ). G 15 Q
XL BE Q BT AEAS HHIRER L. B Giemsa YoVRNe K05, TT7E Q W AFth O AHRE
W Giemsa YL iR YL 977

(3) R AT HBERRER AR S AL PP AYS , FEH Giemsa e, lon i 5 G AP AGHE, /I G A



FtE

TPRIGEE R Aoy, G A TR YA E R WA NG, FRECH (reverse band ) 8 R 47 (R band ),
(4) T BHF R OARBRA AL S , T Giemsa 32 (0 ] {if Y (o A A i X B SFETRYS  FR T
i (Thand ), T il 3222 s Y A AR b 57
(5) C a7 : JH NaOH 5§ Ba(OH ), ZbBEARAS S5 , T Giemsa Jef{t,, B {# 35 22 ki FIUR 4598 14 45 4
ST ARG, T R A SRR C At (C band ) (81 7-7 ), C bty 322 TRl 5 e 665 X IR
BIRFRGL AR, 1,916 S HY Jeafk (KA 2/3 (IXED) 1Y C AR S LR R,
XA S ] AL B HRIR

(6) N 7l : AR AR Yy (0, Tt (3 T 005 o 47 22 7 G (R 1) BE A B i BT U X (NOR ) B2 B
RSP SR R 2 R SRR L FHME ) NOR BAA#E S35 1, Bl Ag-NOR.

(7) WRAPHERART 1975 AELICK , &AM 52758 Jorge J Yunis 5@ T Y AR 0 HERATHOR
PR HV NS B SR A A0 R A5 A IS , P LABKOK AN 2R Ak B AT A5 B W i S AR P 2R i)
Qe A R rp e A, WA AR SCE AN 2 o S v 20— S B AR e (B A SO AT 2
320 277, 76 = /0 HE AR AR AT B F 550~850 A% B 2 a1 . YA = o0 W BT RE A e o A
S A W AE SRS ST 2 AT A B T R IS 2 | S AN e (O AR S (o e (5 AR g 28 14 7 £
SR

TEAG G AR AL, ks IR AR ROR ] TS S e e (A IR AR DG o SR, B 7020 st
P BORRGERNZ BT, B G PRGN, oAl 2 75 vk C AR T PR A M5t e 2 S8 2 W o

. B FEM YRS R TR DNA il B SR AL AL L A D g g
F o X A AR, B4R & 5~10Mb 9 DNA LS 80A AL . s 7k i 0 il b S 1y
AL A A O EE RIS AL e . — i 5, Giemsa PHAYEF (U0 G 34 R ¥ B % AT, & il
R EEHED s Giemsa M (U0 G ¥4, R ) & &% GC, 2RI T, KL

& 2200 DNA FIEEE 2280 X 1) S A AL o- T4 DNA Fl o- B4 TUR DNA B8 5K05 , IR%E 5
R C A R k. SRDE B (TTAGGG ) n HRIK AL FF F 4L, K3k 5~20kb, FTRE T AR YL,
18S 71 28SrRNA HE K SRATE— L, B L0 40 DH8 DL AL T3 v 2200 g R Tz =40
ZUX (NOR), A ARG (A /s o

(2) DFHREEEFRAR

R 5 A 2 T2 AR G (LA B AR D e (AR RN b St o il T KR 3 HERAT R
KT 5~10Mb RYZEHG IR AEAEABERR ARG o DR, A BB A — 5 1 LA R, T 535
A5 AL 57 AT RO I I IR 3 1 o FER RERf e . H R P T A I 434 1) £ B DO
242 (fluorescence in situ hybridization, FISH ) FIRERIES A ( gene chip ViR,

1. RHFEMFEE HTOCYR HEAR AR E Y DNA JPHIVE N IRET , 55 v Yo (o fA s 1] 40 40
FAZ, OL WA TR 243 S5 B EAF S o X SE R Y (R R LR B DNA J BE, 258 il

AZERBH
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Chmiibal EFEEFE

R BT SR R AR RN IR G A AR Y S0 0L 8 A e R 22K e BT SR A e £,
TR e SRR =P A FISH BORAUAT DL & UGS (0 (A5 H S, 107 LIk RE S 4 b U G
PR DT, K 3 PR L 5 e (0 DX AR 2R, 5 5 ML Al B A LU DA ) I B P e (AR5 4 S
SRR IR S 2 Y AR E AR, I ARAERRT A e et RBUE & A SR S FISH BT 2
FHT A6 Bl i RLGS (AL B S3A (9 e 2 T

2. BERCH  FETF YRG5 53T ( chromosomal microarray analysis, CMA ) ¥ b 55 3 PRI 2H 2%
2 ( comparative genomic hybridization, CGH ) ARSI AL A B A H R, Z5E T A4 B Al FISH #Y)
DE A5, BETT LUBE 35 A B PR A, SCEAT 11 B ) 3 FE AR R M L Bk R 33 A 2 e (0 (A A B 3 T D
FISH K 2Z [8] AT fi #h 8o o8 T R BEY) DNA SR CRnZi s A\ T3 (k) N T4k
SR IR BSREES Ui A5 EAR SR b VR REA IR DRI 20 DNA 432 i RE sl A AT A, 75
I DNA 54 5L A 20 DNA S8 78 SNP S8 452 Jm iAo B0 28 A0 ] 1Y iy B BBURR ) B G R I e i 2
B, PTG A, DT ARG 158 12 40 Jot i T sl gk . LS i 2% 2248 60 000~100 000,
SRS HER N 5~T5kb, H T LR B 92 DNA, ANTE 2236 40 i A4 35 5% , PR vl B AT AT 41
ZUAANNE . ZEOR H 4538 LA, © 0 7 B 5 G G 5 8 | I i2 B LA M Rg 21245
BTGl DA FH ) B SEAG B

T LRI, H TR AR AR A I 2 A A0 AP A Ak (e 52 R ok ), AN Re st -1t
F2H (A AR Zy GBI ), X — SRy BRPE(E Z 3R A8 52 2 U R L (AR A7 B 434

—. FRefnE

— ARG B AR A RN B SRR HES AL 1Y BELRFR A% AL (karyotype )o
TESEAIE R RYTEOLT , — MR AR B — T ARIZA A R AZ Y . o Fp i A i 0 A% B R A T e ik
BH JEBRHER AT i RS 5 IR WA 5 & — 30, O R8T ( karyotype analysis ). #1543
Wi g A ry 2 5k

(—) AEREAIEETZRE

Ak 7 G (0 A AR Y i R (0 5 15 BT A 3

MG OARBR A, — i FH Giemsa Y2 {0, i Y (4 0K (R &;,:: P

BRI AN HH9 0% (0, e, JF g € < ML

ARG LA ME B 4 5 1 A S 6 P 5 4 ~ \

S FTE A BT 1960 471636 [ 1963 471 Q\v‘ 'f';’ A~

YT {20196 4F 76 32 [ 2 R 40 9 6 9F = Wi .Q’; £

BRI, U7 T AT 245 B G R B N R

S AL B A A LA e P8 I IG5 4 59 t N 3,

0 R 58— (bR B 2407 e BLAE 1~22

B R O, T LS 1 22 X G A 1 “_ b J_” l—H
e B L P T 5, R G, Lol XX, S
XY K 23 X G R N BRI : R
LR AB.CDEFGT A Ak, 2 b W E i
G, XREEIIA CALY BaAIIA Gl ©F 3
(E7-8) (F7-1), T T e L B33 —ua
S -3 E T B IR ks i S PN R )8 8 S A -
VR A R e e R 2R P 22 I Xi—11 T |
S OMRRIE. TE R MR 46, XX, IER Y T2 R o

R 46, XY, TEIE R BRI e A 78 REAERHEEE
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BtE

XTFEAEN , BT Y O ARAE T S5 K K/ INRE 220 & BEAHR R, Forh—45k AL NS F, — 4k
H 7 1 ORT, RN TR G4 /A (homologous chromosome ); T AN [a] X 4 2 (A 0% L AR Ry A [R] U5 G £ 14
H TR S G AR BR A AN BB — AR U (AR AR B R ARAIE 52 4 b thoke , DRI, LB ARG 25 e R i) K
FRHIE R/ G 2R ) SR G A, RIS dic A 2850 i 20 A 35 A% 27 51, o e e b 1E 031
1.2.3.16 S F1 Y Z LAY @M, X B.C.DF Al G 4LAY YL @A, HAETR S0 H @ FIE—241, i % 41 Py A
BT YL R Z AR AME DX 5 IF B, X6 T e (A iy e A i —SE S5 M B A2 , 451 40 ) 0o AR RN N R
SEBIANRERG ), T Y AR S w R R S R R AR A 5 551 PR FH 32 B R Bl DRI, A 1959
4F JérOme Lejeune & FUEE— 0] AZEYL AAANE 2 1968 AERYIE 10 4EH , AMITRAFL T 10 ZRL @ik
WEREIE, JF H R g R H S n e il

=71 NEEESBESRBREHISIHIE FFEHIRAN)

HS FEERS KN e =24 TLIVA 1 RESR %N A ERIERE

A 1-3 R (1.3 %) 1590 CIESi]
WA (2 45)

B 4~5 O N MESE 3]

C 6~12.X g 9 5H I HES 5

D 13~15 & i A ML 5]

E 16~18 /) (16 45) 16 5# 16 S TS5, 17 .18 MESE 5]
WA (17,18 %)

F 19~20 W MK

G 21~22.Y b i 20225/ Y MES

(2) AERek G Bmini
M T G AT HOR TR, 47 SO BT, 4 @ A AR A m]

LIRIIRAE, B G GRS E A IR RIS W & s ey B
PRI A AR . [ 7-0 RAEH BHER) G e PO T
AP (Karyogram ), 7EHiTR G APHERING, VR dor & w0 % LA
B Giemsa TMGHFLL, WM FRAHOIAR &y ":;‘ e
BOPLL, W W RN R, T : & vs .
B P T B FR I B A LRI . ] 7-10 S =t AN / o
NS G BRI Gidiogram ). 2 ey

(2) AERBHFSTNY \ o s

N R R 25 AR AT E 1Y, T R
e T | wh
S AL AR M SIS SRR g ) ('{,_ 4 i
PRy R 2 54 ( chromosomal polymorphism ), 1 2 3 4 5

. RRERX EERNBANES EEk ig—;;—n—a;—ig—: ol

PUAE RS BCH A B AR S, H WAL . DY et 6 7 X 9 10 3 12
WK EEAR R, XA A S PP 25 AR SR ‘i_ g — é’ I‘_a: — 38
B Y ROBKESHFRARK BREERA23 13 14 15 16 17 18
KBLO KB S, BH RN Y R ORRTF FAR o—a, e— §
E AU BT D AUR GIRAAN Bk K Y kY 10 2 21 2 XN
o EYTL A Yo', @D 41,6 413 2k 79 G EHERE

AZERBH
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E—ab P

FIREFEAL

35 ) 3
34.2
33 24 26
24 I =
31 22 22 11
I 4 5 24 8 ) 10
16 - 2 21 12
; 2 23 14 14
21 i " 23 il 212 14 21 " i "
1 12 12 13 12 12 12 12 12
a7 o ‘. R = 1 [ AN S = 12 T T2m
12 12 13.1 13 12 li 12 12 5 12
14.1
143 13.3 - 16 21 21.1 21 14
2 14 14
2 24 21.3 21
24 22 24 2 21 2 23 22
1 3 23 2 2
31 24 26.1 28 23 33 25 2%
26.3 312 24 33 242 24.2
32 28 32 - 26 33
41
i 34 5
43 .
X
| 222
17 19 20
13 14 15 132 18 21 22 21
I @ = =@ n 12 113 @R 132 12 =2 <9 u3 ..
= s s . 12 = P = = e L
12 11.2 12 12
4 12 14 122 i 12 S5 12 2 E 12 ﬂ
21 :
21 21 b 22 2 13.4 82 21 1
21 "

7-10 A2 G EFReEXE

@RI B AR 4R IX (NOR) BSR4 T0 R/ e F A2 (BRI, A
T UG IR DX R KA 5 . D55 1.9 Al 16 SR IR GHR Y E S . RN IRGHR A T
25, @H51.2.3.9.16 SYEMHN Y LR pli~ql3 [ EA 25,

2. BRMERZR IR b g (b it B S B 2 B SR B s R IR A
WA A BEETERL A (fragile site ), MEPAA 08 i ZEAE AR IR SR E A0 7R 26 16 F s ik o
JEAE (57 A R EU A AR E RO AR O, AT LU IE #7285, AN H BRI PR T, 7 A b — B LA (o g %
i AAkids , AT RE 7 A R 2 Y (VAL B TC A 22 R B A e (R Sy . RER I (o A i BT
TUHE I EE B RIS, D ECTRE SR IRBO ARG, ETE X LR G R A9 X e afk o27.3 IAFTEA
TR ) 5 W RGO Ao

Qe i) 2 25728 S R B R AR TR S M) S e €T X, A B 0 ) 3 BRSSO A B B S X
FRSUE B9 ATTE AT WS R IE 328 S 2 AR 22 L iR st AL 07 s 25 T —AX, BT LU
B 18 i e o VN Y BILY L TG | D 0

=. ARAREEZ/MRERAZERRAR(ISCN)
o T G N (PRI e B 532 44 2 S PR L 4032 e 7 SAR U — > BB

IR R . 1960 AETEFHIR A EHRAIN NS L B G R BRI IR R SRS L T 6
R AT R R IR 2 NN AL BT AT i 44 PR R B IR ST . 1963 AR AR 4 BUE Ko
WY A N AL ARV BE A T G ART. 1966 4F 2 IEF 2300 i 44 7 R M T — e B
Bk FN T T S AR RIS R A . 22 1971 AR VAR SSULR 1972 4R T RS WHE IR SR 1
AR Y A B LK AR S B DA U R AR Y R I SR S . 1977 ARAE
RFREE UL TR BR SN LIS 1 27 44 3 95 % DY 2e B SRATHIS AR A 2 U A R — 3
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FtE

v 24 A KN4 M 38t 4% 24 1) [ B Ay 44 7K 2 (1978 )) (An International System for Human Cytogenetics
Nomenclature , ISCN ), fij R {ISCN( 1978 ) ). H It , — 522 1 AR AL 2= E PR AR R T,
HARZAE T I E 55, P2t T FE BRI Y~ AR SS0R

ISCN SEAR Y AR B JEA r 2l e A% E 78 S K H S Rt A iR S5 AR DG N 28
117 RGE A, I E T RERA RS ARIESRS Al 42 s, S48t T NS i8 4% 7 fir 44 1 e
TRFR AL 2 TAEF 38 B TAE T A4 ISCN U 9 58K (landmark ), 5 2% i 4 e (4 /K]
K43 A T4 X, BN X ( region ) NAFEE T 5%
(band ), FUhr2mfiliE—Ye A b BATE B SRy |
FasE 1Y A W E LSRR R TEPR , L5 Je AP 3
A R RIS LT i, ARt °
PRZIERIX 2R AR th— R A& A
AR, WA AR X B AR B ST - el R - T i &
SREE, AL S AR AR AT AR XN . G AR LA 1

Wl onzemcum

%%*ﬁﬁﬁﬁﬁ‘ﬁiﬁ%‘(p)%ﬂﬁ%‘(q)o — BT ‘:I QAR
H YL AR DR 2207 T 1R ) 7 i 7 2 M AR 12 DX T
o BLRIKE SN 10, 18 BN p10, T ! W

] KR PR A q10, 15 pl0 Fil q10 I A7 E Fbs
o B L SELRAMENTRTE S LIX,F q | 2
T DX SCh 2 X AR 2R . PR T e I8 T
AR LA Y X, FEAE R IX A5 17 (B 7-11 ), 3

R —4rE N E ST 4 MHE QY 4
CORT 5 QBE MM S QX MT S @ TS,
TR PN ZE TR B SLH Y i RIAS BEAT 23 A% AR BT
BN : 1p31 FRRE 1 Yk, R ,3 X, 14,

I FH G A Ay B AR W] DAEOIN G AR A TS 14 . R T REAE (A7 I AT R AR Y €5 P R e (0 A S
#, (ISCNYHUE T4 —MfF S ARIEARS F—M 5] (& 7-2),

# 7-2 ISCN FILHRIFFSHIFEIE (5 5)

Felbd—bd — LW — B = | = W= = RWRL Sy

E7-11 EERefnFn XNErEE

FESARNIE B FSARIE BX
A-G YL ALY £ FR fra J AL
- PR h AI4iIR
/ FIRG IR ins A
% mal Fk
ace ToA LR (W £) mat B
chi R SEEEN mn REL
ot Yo ifhk p i
der TG ffR Ph e (fk
dir A7 psu iz
dmin WS qr IIPHREN
e i rep LA A
f W Rac LGtk

AZERBH
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Comirey EFIEEFEM

FESANIE B FSARNIE BX
s Rifi {4 g 4
seq iy i R YL fa
sl T#& inv (A
ter R mar N TRE/SEREN
tri =Bk min (BUNES
wep YRR Y mos HeA
1-22 WA S pat ACURIY
+ - TEG AR FNZH S Hir 2 7s Je (AR Bl A P pro A
ARSI  E S AR S5 S
T, F7~ XN A A8 (3 fin s b
? Ptk ARG A q K
Wi s E % r R ok
cen LR rea Ak
chr Jetafk Rob B i
del (TR t DA
dic W& 22 hi sseq {REREE — AR
dis e sdl FFR
dup Gy tr =t
end (%) WA il var AJAR X
fem Ltk xma L

N e R F B G A SR
— B ARG R SO 320 S50 . AT
G WA E AR ARG AR ST AT B S A th 2
Mo —E LR YL AR BIT] B R 550~850 Sk E
Z A 80, (ISCN(1981)) 51 AT 1 43 ¢ ik 4y Ye
ka4 kL F I, K 7-12 BRI 10
YR 300~850 FH I R B AL, =y RSk
AT 24 2 FEJFRA 44 Z S5 I/ INBIS, 7 SR IE K
WE 'S, PR . AR A 10p12 217 B
I3 R =AM #5444 10p12.1,10p12.2, 10p12.3,

B R4 10 S Y R 1 X 24558 1 7 .

2 WA S 3 A R A SRS N U
IR R 2 R AR (R
B 0 10p12.3 FEARAMEE, TS S 10p12.31,
- 10p12.32,10p12.33,

20 tit2e 90 ARANR , Bl AR s A% 2 1 73118

PR BRI A2 TSON 7 282 U B 21X
TRV, 0 (ISCN (1991)) 1 T JH R 240
Wi i 4% R CISCN (1995)) R 38 1 JEAiL
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B 7-12

22

23

24

25

26
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BtE

FAZ BRI ;CISCN (2005 ) ) BT T i 73 HE i iy A X, 4 T IR 2428 i 44, 5 I T ik
G1) AL DR 2H 2R 52 45 i i 24 FEAS HI s ISCN (2009 ) ) i T 22 d e a4 1 (MLPA ) K45 51
Mt AR R

2014 4, ISCN Z& 51 23 7F (ISCN(2013 ))& 1T 560 I, A ARBLE R AHEL , e b 4% b 5 1“4
Mlistf%=%" (cytogenetics ) BEHCH “HHMIFENZH2=" (cytogenomics ), Jf-15 AZEFHEH 4148 5245 (HGVS)
W AAE, il h— RS T T A 24, XGE T Tt fe a2k 2 —— (AL
2 E PR 2R R (2016)), BICISCN(2016)),  H i 24 74 3R B BHT A 2 2020 4F 4 J R (ISCN
(2020)), %M FRA X5 Yl (AR Yo (0 (A 5 5 Fi AR I U st e Gk S (BRI Y ik
HER G 58 Az ist i FRAR) Wi 24 512 DA SR AR 53 B RO 7 45 SR 46 Tl 7 AR B 19 D DU Rl e, PRI
ISCN——3X LR Iy o2 5 IHELE R WHE TR 58 35 14 [ Broim 24 (R 3, S04 b i 2 17 AR 4l s 1%
2720 O B DR 2 2 el R e R R R L

ZN=

Yoy TG (A E 20 S A AN [RI B BE T DA B AR AR IR A 454 . (IR T fe R A R e £
PERE ST Y O TR S Y LT 2, I 8 o A S e 8 BRI S YL )3T . Lyon fRULAFRE T4
Pt B A I . AP E A B A TROERMIESSSREE , 53 A 22 ki e ek g 22k
Jea R R g A 3 R, Y Je iR By SRY BRI MBI B G

NG 46 45U R R/ NI A FRAE AR UCHE S (9 GG A% A8, Ay F R mT i e
PR SR RE A B T HERR RN B — SR R . AR AT RS B e B AR I 22 7 VR . O Ak
2 I RIS R 85 43T A RS AT A AT AR 04 I FE UL 12 T RS e oo S 14) - W R B

IEF AR AR R R 2 SRR, FEERALES W R Y @R IX, DL R s 7 58,
T VA D A0 SR ARSI e B A R S A OGS R A A% R 3 A A AR D DU D S A 5 A%
27 A RE DR 4 2 [ P 44 1R & (ISCN) BYAHDCHIAE o

(FT458k)

BER

L @S g O TR S A I BE B A () 22 577
2. IEWH AR RGO ILr b, B2 G A ) T2 R A A7
3. NEGL AR 22350 EARITEMRLE 5 T 7 BT BRI A S R ARy 7

i Ldan
I 'I “;7-"___
- " g a2 ' I._&‘:.ni
B R R AEBERUN

AR

Ry, 103



FI\E | REMHFEE

[FIER]

ReE R K ERE
REEKEREREF ENH
RE ARG M R RA T EHLH
T e w2 B A A 2 R

M w -

YA AR ( chromosome aberration ) 2R 2 il 55 A5 5l 40 it PN Y (04 & A= 1 S Bl As | &) L 5EAs
A —Fh2E R e A SR ATA] BE S [ 1 SRAE 20 S 3 A AS [T IR BR ( phase ) FIAMA & B AN R BF BOAS
ST

Ye AR AR 7] 25 HE H W25 (numerical aberration ) FIZEFIRAS (structural aberration ) RIS, Iy
ARG PR AT LA T M AT i b, o] DS R U, Horh G (R B A2 T D e A P ek
P IR R AR I B AE 5 T 2 R W 72 3R] 3 Sk P 5 A W A8 RS- 25 AR e A TC % H A2 10 2 45 14
WA | S S A A e € A B € (AT B b R DRI R el i o7 8 ) e 3% (st A W o R A 1 s, 5 2R
HEFT LB A S W LR B AR, SO (A . A R TR AR TR B e e R SR I R AE R 0.7%
1E A KRR L2 50% 2 B Y (e A AR i B

1 | ABFRELRENER

Ye RIS ] LA A=A BR O H & IR (spontaneous aberration ); 1 AT 30 i BRI AL (1) Al
AR R P2 A BRI & IS (induced aberration ); 38 1] 1 SEACIBAE K

—. WEREE

AT, n—2efb v 24 i R 2 S AT 25 55 BT LG DR Qe (R AL . iR, K
IR | PR SR i BT , B GRS S R A A e AR IR SR TR i T — AT . K
24 R R IR R AR A% SR ) A A 50 S — S e (A AR A (R

(—) 2519

R =L DIV SYNe S O G N i e Ly A1 e IS < 0] A T e 27 L e A B TN = Rl -

) RN T BN RS ] R R B A T T 5 A A
AR

(Z) R&s
VA2 A AR 25 ] DL | A\ S A G (o PRI AR o A ey LR A 24 mT il e (o PR Iy A8 e 44

i AR 2,

(=) TS
Tl BN R A A AR T A S O SRS R AT DL B R

BB T U G R
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(P9) =Ny
S A B S AR RN AR IR R I S A A A I T LA | 2R AR R A A ik
M EBE I AF-2 B0 O EoRS 45

—. ¥BEE=E

TE FU SR FATTER) 2 P AL I S 2 T AR A — B R , (EHCR AR B, TR A . HR
Y B AR X N AR IS RS o An TS O A S B RO 2R3 (BT B BT
FRTBCHT R 55 R NARHRAE —RE RO o TS e B s et n] 5 R A G (R s . A2
P BRI, T AR M P S AR A S o A A R 5 e 0 R T v o e LA A2
TUA e RIS UUR 22K R Dy AN ) AN I3 B 55 Sk SRR AR 3 AT (A PR 1 2R
S SYERBOVE LR VAR 20 A0 A AR A 7 TR, AR R— U R TR ) SR, TR R P 5 | i
MFEERFITAET . RIHEZ BTG T BN ST AASE TARRA B, i TNl A ST LA TR R
23 [ VA 2R i A L A (AR AL

=, EYEE

FHEAL ORI AN R AE PSS O A A R A M ERE R QRS Yy sz A B ]
SR ERRAE ., BREER A —EMBUEER, R 5 AR e, e ihiER o
iR R R A S DR Y ORI AL . R TEtn] 5 AR AR JCHR AR BN T,
FON 220 DNA ACGH . AR L2 , XS5 | S 75 20 25 A1 240 O A 75
I, A ATRES | A S GRS o ISR I RE R B TR SR ) A MO 23 th B4 M ST G (AR S

/g, SRFRe

YRERARIIG NS, JOTAE T IR R 2 — e S e kA 3 SRR L E 2 T— IR +F
SRAFIR IR OR T 35 ), 428 Down ZEBIEELRISE R MRy o (ELRE AR 7 4RI FUR PRI oy A
MR A SRR AR B X, T RE -5 AR SR AR Ak SR IR ST AL R B AR EEA 56 . — A,
PR B AR A R P 5 B AR TRDRR , 52 B4 o R 3 R P L 2 2, 7 2 I B 24 e, s
Gy HE RS 7y BT S B AR S

BT | RBEYEREREFENG

NP TE s A B AR -4 B0 B A0 35 R R e AR TR — Y IR (045 22 ZF Ge i A
VAR IR L AR F DL n 3R . 3l B S — D YL RS 500 T PR A %A (haploid )
ANAE. A2 I AR A0 55 22 X g (AR 1 X G AR, A0 S G AR A, AR D AR AR
(diploid ) 4l , HAL GIAREH LA 20 ko AN ARAKCE Sbrifie, (R4 i) e A% H CRR 2 BB %)
ARl B R e R AR o AR R AP AR SR P ek e PR X

—. BfEMHI

TSR G R R E E A B A (n) BOBEAE RS, B L n SR B, R 48 s/, DIk Ay e

(euploidy ) PRZE .

TE 2n AEERN b 30— R 2 (n), WG EARECH 3n, BE A5 (triploid ); #77E 2n AYEEA I
M 2 A 0, W 4n, BPPYFEAA (tetraploid ), = A5 DL L 1) G FR R Z 4544 (polyploid ). A1 FE 2n

ARl b Dol b — G IR TR R B A

NP A =AM AR HGE , (B A B AR AR BEAA TG B A A5 #2200 2n/3n

Ry, 105
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EFIEEFEM

A A ATATORRI, 78 ARG BIIG L, A Qe R A2 1 5 50% , Horb, =A% ki 18%, 70
A 5% , AT DLAE L™ A L =AM DO AR B DLR Y . — ), =5 IR LA S AR TR
7 (4 JE DR U e A M A AT 22 93 ik R v T = AR A, AT i e P e AR A 20 e 28 PP 400 s 00 Y
IR EEAL , e A S BCT A b e R B St ™ BT TR B9 IE A B B0
PG AR L = AP D 5 L AR PO PR AR AR (2n/4n ) B S A, 21000 ARG T A B o

—. BEArERE

RERRE RO LR A BUMESZ R OUMESZ RS N B T sl A 2253 445
(—) =S
— AN IEH Y B R

P T BORS 7 & A SRS PR
A RUESZ A ( dispermy ). HT
BT BA — YO,
I LA 25 5 4 6 1 [ e gk A —
AN BP0 I, 0K A G i

RN AT X — B AH 7]

B 1 69,XXX B 69,XXY 5
69, XYY =Rl % B ) 2 A5 B,

BRI S = A gk
4 (=A%) (15 8-1 )O 8-1 YUEZFEFIUESE

(Z) USRS

— AR R IS A IR AR R AR RE AT A — A AR RS BRCA BUMESZ K

(digyny ). 7B AHA & A 1955 R DSBS B4 Rt vl YR 2 1 B 440 i phy 5 o D DR R TR 138 — e, 1A
W 73265 55 AR AR ) e G R 4TS BA A B A b (32 B A R BRSNS —A
IEHW BT A5 S TE U R 69, XXX 5% 69, XXY 32K U1 , REFIAZ RIS & = Ay ta il (=
fEiR) (18 8-1),

(2) ZREH

1N EZ il (endoreduplication ) F§7E— IR 4432405, DNA AR il — Uk, &8 i 1T PR, i 4n i
HP3ET — IR ST A AN 20 B2 DU (R , 302 e At e i DL ) e £ A H SR R iE 2 —

(M) ZABLHR

A 2253 %4 (endomitosis ) 20 73 240, Y AR TEH S 6l 17—k (H 250 28 B A% BRATI A 1
SR B TCYT R ARTE B, R, 4053 4R REE A S AR I, WA AR R 0 7 24, 45 SR Ay & A
DU AR T A T DU

AR, A5 BT R B PR AT A XSUME 32 K5 BOSUHESZ K 5 DURFARIE B A =22 J PR A% 9 o el A

A 22350

=. IFEEMERE
VAL et A F SR T — A BB Caneuploidy ) 028 BRI R L
K DLt PRI ST | 3 AR 5% o A REA U2 £ 575 5 Chyperdiploid ) T £

(hypodiploid ) %,

(—) BfEE
GRS R B H 2 T — 2R BRI, O AR, FTSAE 2nam O man ). 758 A%

URRAE S R AR 2 4. TR 3 Aok 0152



BNE REBHEE

Fr XY R 2 T —5% (2n+1), AN YL (LR H O 47, RIS B2 G (AR 1 =4 (trisomy ), iX
B NG AR H iR g WL AR 2 — e AR o 21- =R KRR L, R AR A R 2 Y
Pt R S5 . T YRR RGN R BR G AR ARG N, — AR 3 o DR 4 ) ™ B A T i IR
s T TIRBRIIE R LT, B4 o i Y A = A A LT RIS G . AR = A 1
LA 2R B 2805 A O A &R ERRE o

SRR b AR REAEARGERR R AR B (polysomy ), UNPU RIS | FfARIISE . 2R REH UL F- P (fk
b ARG A PO A (48, XXXX 348, XXXY 48, XXYY ) AT AR (49, XXXXX;49,XXXYY ) &,

(Z) W=fEFIK

RGN G A AREE DT 1 BRI BRI AR, AT 1R 2n—m (HoH man ), #5555
AT 145 (2n-1), 4HL YL CUARKCH Sy 45, RIS SR RS (monosomy ). I IR 1 WA X Jefa ik 21
S22 SRR RIS RN 45,X .45, XX (XY ), =21 #1145, XX (XY ),-22, &K 45,X 1A
Tl T —5% X YL fh, ZAERRIGIAG ™ AU DRGE AR ARAETE IR PERR R BN 245 I AR
Mo T AH YN 21 58 22 S S E BRI AUV, FBURIG & & 50 B4 I o i e
R PARTRIL T R B R ARG o SR R i i — 5[] PR € (AR R s i, B/ b T — ot ]
PRGL AR (2n-2), FROFBATY (nullisomy ) AT 8 A WARGE , WS AZ R AR A AR

(=) B=fEA

A B 4 b R e e R AR B AR T S A R A e S i A e Y G e A KK
FIARSE 25 P e (R BB S i S8 AR (46 45), (B 1E 7 1 A5 A 80, AR I — A A
( pseudodiploid )o

B H AR Y G AR BE T UAATE TR BTG 20 i v, o mT DUAETE T 88 43 20 M v, Bk G AR
(mosaic ), Bl—ANANA PN [ AAAE PR FP B PR DL - AZ R AMARER | 40 47, XXY/46,XX;45,X/46, XX 55,

9. dEREAFREREE

ZRCIE AT VR B0 7 A D DR A 2R B 20 P R S RS I T B 2R, R A 1 e AR 7 B
Rk E %

(—) REETHE

TEAANE > 2EHE AR 5 IR, A SR —oF [ PR e (0 (A sl e Ak e (5 SR AT 70, T[] e i
A=A, 45 R B P T2, — IR P G AR F 3 2 1 o — A7, 55—
e kTS T B e (5 4 Cmondisincton ), e 43971
VUK HEAE AR ML AT 2200 S R, o m] LA A AR IE T8 st i o S A

1. REEFHBRLESHDNRSBOELHTIIR  WUNIE SO RIIHR 61
I3 E, ARG A p RN AR AR B A AR R LR R A AN B R ARSI, E AT
AR RO 1K — A BRI ,— W~ BANIR 5 — AR AT . A5

B AR RIS B A B =
A =AU AR R AR A AR (46/47/45) /\ /\

(P81 8-2 ), ELH 9 — A A2 2 [T RE XL :
TR, ROV R ARG , T A5 A
2R 1 LB I PRI G A

B ORI R 1 — YR e e BT,
S MR AR 4 TR i A SR ﬁ
A—ASF AL, TR, —2FH 8-2 GPRBHIELDRPLEHETHE

24 ZRGL A (0t 1), T3 —2F4547 22 %% (n-1) AL SRR RN 8 5 B. 3 R R IR A0

S
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Chmiibal EFEEFE

Yerik, SIERWHEC TSR B R A AR AR, AR RSB 2t A Y oA ANy
BT BT T I e e AR BB DL R LRSS 12 9 n /4 8 (ne 1) 14 9 (n=1)o ENTSIEH T
ZAG T AR ) AR B AR A (1K 8-3),

\ /N /N

/
8 8
DOOD ®B®OO OO®O

n n n n n+l n+l n+l n-1

C
8-3 WEDRPRBEASE
AL TEFIEON G B ISR 2 RIIR G GR35 5 C. I8RO RN IR e (5 A 7

(Z) £EAEX .
YR F 25 (chromosome lose ) X FR YL @44 43 24 15 1A @!i’

S Canaphase lag ), 2 AN 2240 SLp B, 56— (i 1 /N
T LT OE = Er——
e T L7 R 2B 3 B AN P 5 %A £

C)*?\ Y/ \
A TG — (5 s 2 (P 8-, E;

h. REFHEETRERTGE —A¥ith ={kR
IR AN 5 A~ [ PR 24 1A 2 (ISCN ), AE A5 14 8.4 HupRthhEkES

AU AR o e R R, PR R R, 4 R
‘ARG RS, Bl AR R 18 SR T 4%, AT 47, XX (XY ), +18;0 T
2% 22 B YR TTHEAR R 45, XX (XY ), =22 #0820 T — 46 X Jea ik, MR KR 45, X,

B=T | RBHEERTREFENT

e RS R AR (14 e A= 52 Z R R R 2R, IR AR EYIR R FIs e R R 5%, 78
XU ZREH T, 1R Rk & A Wi 24 (breakage ), SR 5 /Wi 54 A BEAU T (rejoin ). TSR B
WRAE TR A B A RN A K E S (reunion), BIYL @A E IEH , A5 RGN . 4N
SROLONRWTR5 AR RETE UL E 3, A W 2 BORS sh v 5 Al R BoR s 252k Wl 5 R g 60,
: IRZER IR S X FR YL AR EEHE ( chromosomal rearrangement )o
—. REFEHETIEIATSE
5 ISCN il 7E 147 ARG (AR LA e e (0 A Mg A8 55 1) iy 44 7515 (PR DLER L) A g 42 G (o AR
R R D7 A T AR OFERT =, e RS o R AT R SORFOR . 1R 44
PURE | DU B G (0 A SR, PSS B R, SRS A7 BE (0 0) =I5 (A0 del ) 5 B i AE
YRR, HE A0S — RN S B R AR G (AR 5, 38 AN RIS BT ST e i X5 i
AR W . Q7T B TR PN B NS TS — RIS Rl R, T2
fili i FE ARG A R 2L (55 8-1),
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E=AN-—

%= 8-1 ReEHREHEEE)

RSt e iR P BEENX

ERITES far=t 46, XX, del (1) (q21) bk 1 SYL AR 2 X 1 IR, W L B E
P46, XX, del (1) (pter — q21:) 2K, A YL ORI A B A EHE 2 X 1 4HF

SHEIFER faj=X 46, XX, del (1) (q21¢31) bk 1 SY R 2 X 1R 3 X 1 AL, Ml
Pt 46, XX, del (1) SRR Bl , RS AR B 2 X 1 4 2Z A0
(pter — q21::q31 — qter) B SR 3 X 1 B KB A Z R B

ARG taik i 46,XY,r(2) (p21¢31) Tk 2 Sy 2 X 1 HRHRE 3 X 1 A
PER 46,XY,r(2) (p21 — q31) TR, PR  AE R JO G 2200 W7 526, A

PRI

SRR afk iz 46,X,1(Xq) M —SRIER X i —5% X KESFR AR, 5
T 46,X,i(Xq) (qter—> cen— qter) M\ X A A i Bl 75 2207 T B8 A

FH S0 faj=t 46,XY,1(2;5) (q213431) BV E G N, 2 5 YRR 5 5 Y R AR B 5 {0«
Pt 46,XY,1(2;5) 2 BYEARKE 2 X 1AL F BEA M E 5 B Ak
(2pter — 2q21::5q31 — Sqter; Wi i 5q31 45 S Y AR 5931 LUt i B i
Spter — 5q31:22q21 — 2qter ) 22 YRR 2q21 B

T N faj=X 46,XY,inv(2) (p12p24) BRI EIN AR, 2 S YRS 1 X 22 X 4
PR 46,XY,inv (2) AW PRWTAL  H R) ) B BEIESS 180 BE e EH 4%,
(pter — p24:p12 — p24:pl2 —> qter)  ZWT R AL S 2280, (U0 B e 1A R

LA fa=t 46,XY,inv(2) (p21q31) BV RMEIO %Y, 2 S YL AR 2 X 1 A FIHE 3

L 46, XY, inv(2)
(pter — p21::q31 — p21:q31 — qter)

X1 Ay A AR W T R ] ) e B 180 G
o VTR 0L 25 20 TR A i Y (o A S R

= RERERRERIEE R E - E

e _E i DL S LA R AT - B B S
{EIL FRIR G (AR Qe (IS5 . e (R 2B T 2
Fr B R A R (R S R A2 7 A RO BEASHIL A

(—) #R%K

5% (deletion ) 42 Y 4K F B Ay & 5, (H47 T X
A B BRI 2 e B o Fe g R R B
FIVASE 7T 73 AR B e 2 A0 v [] e 2 P 2K - (DR i e 2
(terminal deletion ) & Y& {0 /A {8 & A KT 24 )5, R kA=
HAL, OE 2R Fr BONRE S Dl 22 A0 3% , T4 70 3R
JE IR RERS MMM 25 . nfEl 8-5A fi, 1 544
PRRAE R 2 IX 1 R AR, LR B (q21—qter) %
Ko XA ORI YA G 2 B Y 2 X 1 AP RT
FA . X PSR IS (Y i A A 46, XX (XY ), del(1)
(q21); HEH A 46, XX (XY ), del (1) (pter—q21 ),
@ 1 [A] i 2 (interstitial deletion) $§ — & L @O 4K F &
AT TR L, TS IR R TR Y TE o 2k R B R R
HARBWIA W B4, &l 8-5B JirR,3 5 YL ok
KB Y q21 R q31 % A4z W7 8 M HiE 422, 3 7 W e 2
() B8 P Bt 2 2 o AR 2 A g 28 1) ] A 3 O 46, XX
(XY ),del (3) (q21q31); U5 46, XX (XY ), del (3)
(pter—q21:q31—qter )o

qter

21 H H !
— Ek
_q31/ qu

8-5 fRAKHFE
AL AR 5B, FIHBRK o

ER
1

FEIRR
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(2) &S

#5 (duplication ) J&— A5 Y ik b5 — R BN 7 — 1 si—1n
PLERYIG s 7 B B 2 T — A UL o A 2 R e 4
AR Z ) RS2 S e B e Ak e (0, B 22 ) AN A A2 45 L) K e ik e Bt
HUECIPANE

(=) @Iz

{81037 (inversion ) st — G (0 A K A TR W 245 , I BT A5 22 (] )
Jr BUER; 180° i B, M g (R IR i B HE . Gy (iR ) 2
i ] DL AR A R — R R B ) DN, o m] UK AR AE P 22 (8], 73
E"Jﬁ(j:‘]% Vﬂﬁ]{i%ﬂ%‘ I‘lﬂ@ 'fio (DF%& V‘]ﬁ'”i ( paracentric inversion ) &

— ARG IR RN A AR T PRI, W S T e B
ﬁE% 180° J5 HE 4z, il tn 1 5 YL 44 p22 1 p34 [a]if & A4 1 W 4L,
AT A5 22 ) 1) e B 80 i o e, T I T — 2R AL 17 4 £ A (1]
8-6A ). X AP F M AZ (1 R AR Ny 46, XX (XY ),inv (1) (p22p34);
TEHEIAR N 46, XX (XY ),inv (1) (pter—p34:p22—p34:p22—qter ),
Qa3 pericentric inversion ) — KPR K EES AT —
YRR E, PRl R AU S EE R, M AR T — R I LG ik 2

SO p15 Fq21 [RIN; K2R T B E, PR A5 2 I 4 7 BB i s

TR IT — AR MBI e A (P 8-6B ), IX R4k a2 14 iy X
IR A 46, XX (XY ),inv (2) (p15q21); HEHfR R 46, XX (XY ), inv
(2) (pter—pl5:q21—pl5:q21—qter ),

(19) 1z
— R AR BT RSB 55— SR AR R IR G R Y L, X Rl

PR ASFR A 5y ir (translocation ), & WL Zy (5 7 XA #H B 25060 A
b5 5 A A Gy 51 55 . O AHH. 5 {37 (reciprocal translocation ) J2& P

S AR ) I 2R W2, T P A S A TR UM SR AT AR
& (derivative chromosome ), 440 5. 55 i A 5 K AV B 1 2828 171 AN
1 AR R Be G, RO S n . AN 2 S R K 2
DX 1A AT S S g R IR 31X 1 Al [al I & A T BT, IR F 52 46
7B I UM A AT AR G A ok ol 4t v S 110 ) A A Dy
46, XX (XY),t(2;5) (q21;q31); HEXHHIAR K 46, XX (XY ),1(2;5)
(2pter—2q21::5q31—5qter; Spter—5q31::2q21—2qter ) (¥ 8-7),
@ %113 55 f7 ( Robertsonian translocation ) M Bk 22 ki gl 4 ( centric
fu%lon) B R A T R g AR —Fh S AE R AN

Yiis % 221 j“@ﬁn”ﬁ%ﬁ%ﬁhjﬁ%ﬁfﬁﬁ%ﬁhﬁi&ﬁﬂf: P&

IR A R e B T T 26 P AR e A K 4
IR T PR @ﬁ: N PR A5

WP X T REE R T = 3 2Rl e th T Al
- YA I [ UL %ﬂﬂi@%f‘iﬁ%ﬁ U7 45 ZR gL ik, a7
LB SN )i AP SR IS ey

T 25 G (PR A A DA T

 ERIH EEA Y ﬁ%éﬁ&ﬁﬁ% tRNA (EK, thF A1 5 X
SR LR GRS S A AR rRNA BRI (L P 4

RO SE T | P, B 5 (45 IR FAT 45 4 (ks

<p34 22>

- p22 p34—>
—_—
plS

q217

pl5

q21 ——

E8-6 Izl
A BB e @R B A a7
Jetafh,

2q2l
- 2q21
5q31 /
2
5q31
2q21
5

FeEMEESUTREE

- 5q31

& 8-7



E=AN-—

HFRA— B IE 5 AN AT JRE T 0 e 23 B 3 3 VR AR £
STV 2 A KBS0 L 07 14 0 o R R N
B 226 (14q10) il 21 5 3 (S 925 228 (21p10) &b e i S0
7 Hof & A T DRI, T 2% Y € A A R 0 BT A LG |

TR ARG TR AT R e R 5 T 21 S YRy

21p10—qter 7B A 14 S YL fK 14q10—qter 15 B, HAR A ﬁ

¥ ES (K 8-8), @Ff AL (insertional translocation ), P 14

AR TRIVR YL (AR (R B  AE W, e — 2R e e A i i BEAl A

21p10

N

5 — A S R AR . A R T SRR, A N
AT R A S L
(1) IRRZ AR e <
— SR ORI SR R TR, S A 1 B
P A T, MR PR G, T 2 Sty p21 ;ﬁg
21

31 ARAE T W, Wi st i B Bk A A ki )
BRI p21 5 q31 AHEIE ERRYL A (ring chromosome ) 8-8 ZHEHABNUREE
(&1 8-9 ), 3 Fofr 4% ) Wej 22 11 ] =X 45 38 Ty 46, XX (XY ),x(2)
(p21q31); PERAMAR Ky 46, XX (XY ),r(2) (p21—q31 ),

(7%) WELLMFREAR

PIAR G AR R & A — IR WA~ EL 36 220010 R B Wi A 2, TR T — 200U 22 e
A& (dicentric chromosome ), Ul 5 5 YL AR 31 F1 9 S YRy q21 209l & 4 T Wi, A~ oA
R R A B A B B R T —A0UE 2R AT AR e A A (1] 8-10 ), X PP A5 F A2 1Y
faf iRl 46, XX, die (559) (q315q21); TEHliAR N 46, XX, dic (5;9) (5pter—5q31:9q21—9pter ),

pler

. a E L FIS
p21 5431 g g
@< : N st 2

—q31 T HR B
q31 %@. gg / (EXK)
g E E4 9q21
2
s 88
E8-9 MREEMHIET E8-10 WELNABHRRETREE

(t) FBREEF

— R QORI LRI 25 L g AL A A 1 58 e R], PR S5 4 (A (isochromosome ), ZFEf
etk — e th T3 2R 25 WG U o EIE R RO o SR, 3 2R R, I IR G (o B
TR BAT I B A G . R 2R R, IO R 2% FE I — 25 (IR, RIDE A T — 25 H
AP — 2 B A AR SR e o (4 8-11),

REHEE



ESEESER

VAVE -7

i A (insertion ) & — 2 YL LRI Fr Bl A 21 05— \
R@ETIAE, TR bR RS, 5 s
AAERE T — =R, Sl A" A A TR . &B
$ AT LR TE B, T DL 5% T 180°, 127 1 — A
Ao ARAINE AT R G A ] e — AR e o i \

RATER I — AR R AR ERSR T Rl By
Jeafk, T HE
(hL) MRS ES x
gk 8% i TR &2 (microdeletion and microduplication )
5 G R B R B R, J5 A R T R ROR Y
B GRS >5 JRBBES), HRAZ AL 50 Hr T LAt 5 B
TR /1 S5 e T /NI e AR B R (— T 8-11 EBREMEEREE
SMb B A 1 & 3 JKBEIE), 2 FE— PR N T BebE R A RIS, BACH PR A,
HATAK (segmental aneusomy ) AYIE% AT , i Jile R |
ARSI R AR s i B 255 1F ( microdeletion and microduplication syndromes, MMSs ), R A
M TCEAR, T LAE S PR e, PR A5 (FISH ) R (ATGLES1 (array CGH ) S5H R
Ak

TR R BT 52 0 B /NG AT BT B U L e B L TR, 5 R LA 91 Ry it 1 SR e L 1R
AR H PR SRR AR B e, SR AR U R e AR R M e LR
R , W29 R R AR % FE R 22 B 1E (contiguous gene syndrome ) Y FE I ZH %5 ( genomic disorders ), 5
HEF BN TR s AR DI/ NRIVGL s 7 T A) B 22 5 H R 2 48— MREE 1Y OCHE ISR
XSO /R A A T 43 2R TR AN 2 R /DB LA SR R 8, (R RE- LR ) B J5 PR ) B 5] o
ARG TR R E LA R WK R I A K KT R B R F RS NI AR B
& FEIRTIAS NS KE AT e e AR 4 . 12280 H ETE &3 300 F, kR 2R B HE 5T
LR MR AR HAE 1/200 000~1/4 000 55, LUK A& 5788 3 (29 47 85%~95% ), FEk st 24,5
5%~10% . FE5C 1, S A L, T 58T R SO TR ) I PR 36 28 B i R 6 8, PR I ol e
REBNEWIMEZ LR GIET R W o G IR FHONH W ARG /S 2 3R AR R F 0L
WA NI B IETE ISR 12 73R 12-5,

1. PRERARBLEEAE (Angelman ZEATE, Angelman syndrome, AS ) ZZEGIEE—RMAE KT HH
PRI, PRI, AN IR R A, ARl PR ARMBEEGAE" . 29 75% i 8 Je A 2k T R
15q11-q13 7B, Bk Fr Be 29k 4Mb, £ 20 RAEAR ULEF 12 33 12-5,

2. ERIE-BFE A (Prader-Willi ZE 5 4E, Prader-Willi syndrome, PWS) A IR 15¢11.2-q12
BRI S DR IVEZESIE . AT 15q12 i SNRNP 3 R AR A p 2 e 263k, Helh e n] BES25

B PWS R ASCHEIF N Z —. PWS ZRATERY T 2 AR ILER 12 %2 12-5.

3. PRHf- BEEERZEEE ( Smith-Magenis ZE5IE , Smith-Magenis syndrome,SMS) 24 70%~80% &

BT YR 17p11.2 Z PRI T, BURIX 129 3.5Mb, BFFE % HL SMS HE R ek [X R 299
100 ANEEPR A RATL (A FRIBER 11- 1) ZE PR BB A A B i LR 3 53 3L, PRIE
- SMS LR AERY FZG PRI BRI S W S8, SRR AR TR A W B L KGRI R AR KR
CHRG BN TLE, BREMZAT S Y SMS B AT I 17p11.2 AR E AL

BEAM, 17p11.2-p12 H 1 400kb DX I F) ol B A2 sl 2 T B0 05 — A i A P R N B o 12 XY

HE FH—FIEAAY Charcot-Marie 249 ; 5RICH Zp s PRI PEM 22 (HNLPP ), X AN [R] (1Y
- SIJEI NS AN B AR SR R D B S R T

12 &



BNE REBHEE

4, 2291 HERKGEME Y (IR 22q11.21-22q11.23 XS AR A PB4 5 R 9 — 2 I R 454
i, G035 10 K% BL R A8 25 B AE ( DiGeorge ZEA1E) 0o 18 2545 AE | 11 B WA A0y 28 0 1 T8 Bk A 25 5 1E
Cayler .UAZEAAEF Opitz ZEAAESF 24 EA AHRREAG A S I RZE G 1R . FRE T 90%~95% 1 I
22q11.2 122 3Mb MR 5T K IR X S84 % 30 2N 5E 1A, 4N TBX1 .CRKOL HIRA 55, Firh
TBX1 BER 5.0 IR 185k 2 kT B i T 2 B HOIR 25 R 2 B AN R AR R IAT 6, I IE 22q11 fll ik
REA MR WG IR R AFEOIERIE S8 102 o2 MRk B A RIS MAE 5. 23k 5%
Je RO E BB ] R B 22q11.2 FBRIS , ABIT 40 Yo FE 8 PUBICHE AN 60 % LA L )35 3% DU BCIE & 51
iti s ket O S5 AR AT SRR

)50 I W AR — e, b R 58 P i A i e (0 AR B 1T DA TN T A7 i o, o vl LA & A A7
TEo Rl A AR BE AT LU SRt e (A8 H 52 % s 2 4 S 0 2 (B A A, T U0 H AN ah 4 XU 5
W Z B AR A o

EMT | REAETHIEYFEBR

Yut PRI AR (TCTe% 5 B AR A R 2RI AR ) QAR5 R I8t (24 BT 1 A A | S BORH 1 26 A1 591 Ay el 2%
Pl T BRI 2 (5] A7 , ELEZ MR T AR BT AR A A A AR A T 3, S B M R 544 AT e LA
2T E ESFDIRE A AE S 7RG IR TSR 2 S HE R ZR AR , 1K S AU Y L (A PRI AR Ry
AN G € AR A 451 T G £ (AR H e R R AR A PR G (R SRR L R BUE 22k g AR
GLEHIRAE

TSR e e A B AL AN A e e AR 2 P R PRI SR, R T S DR TR e e AR 2 v Ao B CHE S
SE e R BTN W (] R I ol o RS PN R N R TR AR E VAR AN AT ] R AN SN N
M5, AR AR 7E AR & AR 24058 17500, Ve AR #5473 AR IAT S RE iR, (R 7 AR AP i+
A RUBSARE #5 , 52E B S i AN ST A XU P 22 3 ey (R AN ] Yy e AR 2, U 7R 1%~20% I 50 ),
(EAS I 0 O LA g A 5 I S R S R A e (B A /K VAT B SEBRAE 53 7K 7 I AN P18 ) e
AR FF R, el TR R A e K48 DU 5% (copy number variation, CNV ), AS [R]A~A[E] %)
CNV 22 EE 2 05K JLAS Mb, T LASI R ST 23 - e A8 T ZE T IR o

Yoy PR WA AR 7 20 ) R TR AR A AN TR A5 6 2253 %8 A G1 TR S W R AR w8, —
PR Y (1 AR TR AR S T AE S W G2 1) B2 40 B4 300 e A W 7, DU SO (R BRI AR, ki oy 24
o A B R A I SO AR 3 B (R S R, e G AR AN (R 2 B A A2, HL G~ 20 AR )2
RO A A PN

A Lo YL (R IR AR SR AR T 1Y, T LA T AT 22 53 B4l sl o 4R ) 5 A A AL 33 5 ) — S R AER
FERY . AN AR YL R LA — A TG TR I 2200, 3 Bk AR i YL R TE A 22 0 24 P R SE e b
U512, X e AR A R B Y A RIS . AH I, TO AR 2200 i BAE A M o3 245 AN R E nliz 3l &
R 5 TR 2200 G R S5 AT RN B A DL 36 A 2R i e 0 AA  TEAT 2253 345 WDE B e AR

TFEANMISET B AR A RS X SR e (AR RESE B M A1 25 1 QA W AR R RS . AN

RIS TR 27 A 1 A N AT TR T, SR L A8 4 3 JR TP i+ o
—. REARYERTIENFRN
(—) Bf&

EREUR AN =REVR (3n ) APUAER (dn ) 370 0T L, IR 40 B R IAE SR LN B Y 7=
KL 19%~3 % I PR ACE R b T B8 = A5 (L R 2 AR ) SRR UL I AR B E 2 0 = A
PRAI AR (20/30 ) (AT TR . S ARIRTENRIA % B (A0 22 5) 250 P I = 7 HE K tripolar |
spindle ), PR T S 304 (3 AR QIS BLAQ I 28 J5 J01 0 A A O 25 L L A0 e (0P K L S5, AT P28
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Chmiibal EFEEFE

T TIRIG I IE R A B MR AT o PO IR L = A5 S D =2 L, A2 PO AR — A% (2n/4n ) 1Y
AT, — A B A B

(Z) FERAHIA

FEREAG R — ek T A 70 2 b G AR BT I, S B UL i PRAE AR e B 5 O e (R S, 22
A UEIRAY 5% KRR AR REAT AR A R Dy = A, U B, T H A S — AR S 8™ F A R Y
Jr e DRA R T 2K T — A O, Qe ORI 2 BIBIR, IRIG AR REIE W & 5, 38 W AN REAHS UL
ERAA D BB A ZAF, U1 Turner ZE5AE, 28N 45, X HEAb, F07BAART S UL
IO, XS ph T AR T — SR G AR, (A E R RIIR G U ALE T2 RS, — SRR A R AT LIS
PRI, FEUR MR . Q=K Z T —ZR LM, R IE T HEERR/ N, REAFI I L (5 A
o, (EE TR T G (A B~ B R PRI 2E 7R B, A i 2 B S O R AR E . 37 2 Lrby
TR G AR =47 Down ZEE1E 18- =ARLEE AR 13- =AALEEAE, (EAFTE R RRIX = 2 Y (A
PUBCR B FEHEI , AE 2RO T, FE RO Z 1 Y R = U2 B0en)  (EEGe  R — i 3 1L
ORI S A2 X R T X G OARBEYLE T Y Je ik BB AR TR

Z. REAEEETNENFEN

gy ] Rt B )7 SR e 0N S W i S A R O T s s | = A (T S D EAT i)
MR8 32t S PR i PR J SR I 1 S A v A 5 AR R s S R R RE L LA R AR 13 25 — AR T REE
S P R 8 B KT AT I RAEIR , (ELRT 7 AR R A S ) TR

(—) TRKBVEMZERUTL

AR iy it 2R R e (] BR2R B 28 SR Bk T —BoIeE ek B S 2 A 53 SR, 974 22 AN BE
BIETCH R BB BUE BRI /- 200 B b 22 0 TR0 240 b, Bk A B b i e 4
YA SR80 Bl 2R 1 [R1 U5 4% (PRI I, 1E G O AR AR IR 23t SRR AR R BROIR S5 48] , B Ay ik
238 (deletion loop )s

AR T8RS R Bl 517 (R38N 7, A A AR SR, R f) B DRI R JE vk BRA T3 el 55
AL HEDR S8 Y TE D RE , ik R _F 38 R B G (A5 , i ™ B R IR T Bl 2R P B RN B HeA
(R S R RE . DB I BBERSON « KR Be R e B 7E 2% GRS N W2 BERY , X e (Al
RIFEF— M 220, BRI B BER0N . QB I BRI « ARG R F B/ AA AR
FICRY RSOV I, 5 o IS R AL, A Sp £ A ORI ZEAE) Bt T 5 S 4 E 1k
SRS ST AR R AN . R AL 46, XX (XY ),del (5) (p15) (FEWLEE | —75), @ik
RIS : WG Y X B rh & B AR R, FLIRIR e (AR b 55— B 2R BRI A7 1
)~ B R R A5 L3RI, X ARG A R 2 ( pseudodominance ),

(Z) EENEMFRUL

T ] B T s o R4 [ PR
R R A RO RN 28 (unequal - & |, ¢ g e 1 & ihé b ede i B
crossover ) FITEL, ANSEAZHR 45 RIE 71 P

SRR BB R G A, R a b cdef8 ade (8
A A B A 0 DA \\%_ f// N

Pl (P 8-12), ARy RS D B

RO R TE R K S T S A ] ¢)

R A 2, 5 A A R abhecbedeft

AR REH BRI L 1 R

B
m% -

WA (R T B R e
e e PR NTTET V3 8-12 REARNEREIIFIAERIE

M4 0



BNE REBHEE

iy BRI H . WAREE i B Rt S AR AR ) R R0t EE M E R H
TR AL A 7R e 2 RS AN, BV DR B R BSORR 22 | SRRt 2 5 R DR 3R AR A0 A R AR
Pt A [ BT A — R A eE

(=) BRI ZERINL

(R T e AR Gt A b I PR A B ER: , (EUR 028 1 i D A HES G FAR SR SE DR AR 67 . G 2R (37
SEONA Y, WA P ER S AT N IE R o WA SR 2 1, VSRR A3 AN R 2 o R U AT s ) A
OAnRBI 7 BARN B 1 G R 5 TE 5 YRR 23] iR BERTREAN & AR BOX , i AR X Bl X 1E
B QUVEIN R BB, S PR U (R DX s ot 0T, 451457 A8 2% 8 R T RS 3 R R IE 5 A S AR X, TE
F— R, R AELER (inversion loop ), N G (oK 22 75 85 2H K 43 5 5 T AN [RI 2R AU I F , BARTE IE 0
T (EASE R A2 R 221 RV (R 10 2% & F ARG T a5 A IR (K 12-5, 8 12-6 ),

1. BREIREZREF Sl EEI AR A 0y A8 FE LD FPAS [R] () G R, — o2 IE e £
A — 2 R ARG (A4 g PR A5 5 B P AR GH IR s 6 PR S SUE A S T U 0 77— 5%
JEACHIY (RG22 R e i fh , — S A To 3 22 b e et , K 53 i Br i 2 SR Fr Bk
o HEFERAR R B RN B L 3 DR 30 e S, (i B5OC 1 AR B B, 5507 A 2 R
WS TCIIRE LT, BUT IS 5 245 A2 [Rl ), SUE 22 R e (A R T TG 22k Qe (AR TE A 2257 R rp g —
FIAFRE R AR , WU 220 Y (A ARTE & —F 1 T 4 248 s (6 R, (456 T AE R B P 80t T8
R ENRTE A T IR 2L R R BE S SR 22 L N0 5K W 2 B AR TR R G T A 2 3™ o

2. BEENREF St EENIR N A SR, BSR4 G R rh — SR IR R e A,
— SR BIN YL AR, AR SR R o B R A SRR B e R, SR DI EI SR LR I XU 2 5 TG
LR ORI, B RN EADE R P B E A —AE 28, 8 TARE RS . AR B i+
H—Fh S IR e R —Fh 2 BT B e AR R B 2 5 H AR EE )4 1535 4 B A ik )
B p R YR X R EC T 8RO B T E A iR i B S B BT B R A SR

TERE NS 67 ) 24 5l TR LR AR BR IR Y LSRR R A T — IR sSHe , 1T 3C 4 i 7 )
HRHTA B B A N REIE A D RE R L, DRI SS 45 (LT Rl ] 1, SR SRR B sk 1 2
B4, B GAR A AS 3] ( crossover suppressor ), 38 34100 il {1 £5 31) 55 2H e (A R O B 7 JE36 77,
ARG VE I 5 EA G AR AT BT, B, B0 45 R EA AR AE B R
o E ARt B AN B B 2 G A R A AR R BIs L A, ARSI
kA PTG 1 BT 14 35 127 A0 2 P LA ) sl R Rl o I R R iy i 4

(EAF I G ME AR BN PR BT B4, A R IR TR R AR A R, IEAh, itz
Fe A YL R A AR AR 1 BRI AN S e I S & (035 7, 19 an A2 s 8 4 e i DL 1Y
{2 — 2 9 S YR/ NERMEINA ,inv (9) (pl1ql2), ZEARFH YR ARG 1%, 35 H T
TR WA REG B A IR, I, B R Y R — R IE R AR 5

() SRR FENFBUN

FHE G LA G T 1A 1 A0 22 R AE , S AT TR D R4 O 1, o] DA — A2 AR %
BT A AR, S A A RTE IR A SR HLER D, R T [RIEHS 2 A I 2 Jc ok i FE2 AR ik )

SHA (cross-shaped figure ), B, — A~ MAPT AR IR G CURFE B 5 ()5, R IE R ABAEIE A
B R ) KR o3 LTI, 2 (6 G (A S AE R B TR B DU A, Bt 43 R4 T, S A A0 TR TBOE L
—NIIEEOIR 87 FIE o WA BT, G AT ) WA I R B AN R 1 238 07 3K, R ATE AL
18 FEL T, Lo (L — L TR IR A0, — R P 5 G000, HAY 16 RIS AP0, SIER LT3
G 1A e L RPN 973 3359 VA RN 7 8 X N N 7 et N 5 G e =121 | 79|

1. SBIDE 1 AP0 1 (adjacent segregation-1) J&4 A B 5747 B.C AP &R4BIT Y Y (A 7E
[0, 73 9 % 130T P e € A i 57—, B — AL T4 AT TE 3 L5 B i e (e, I A

GRS U T AL (] 12-4,3 12-9),
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Cimiibal EFEEFE

16 &

2. PRIDE 2 ABi5rE 2 (adjacent segregation-2 ) J&i A B YIRS A D (W 55481
Yt A ) [F]— , LA ) 5) — W, B E - [ARE LA AT TR AL AL e a0 T B AA A A
1N (O N T

3. HHiIEDE  HE 5 (alternate segregation ) HHR A4S, W6 5% 1E 5 Y oA ] — A4, 2%
L T G EAGE ) o — . TR U B T80 B e e e AR L Oy, — R IE R R, — 25
NI BRI A A

4. 31 PE  Hrp— Ry @AM [ E i, HAR =AY A AGE 1) 55—, X Rh A3 0 0 AR
8 FIAFIAC . BRI ARSI B 5 SR A A R R AR 1A P T o

H1 T AR 2 6 2 A AR e AR TR o385y 207 4R Al B L7, AR R g AR E iR m Y 3 d 45
237 R AL TR G A T % 35 PR, BOPR M IEGZE B ( pseudolinkage )o

JIERE e =N Pt e v | B vl S S [ Ay oala X e o RN e e - SN ) R SN O 51 S 1B R S
A7 AR RSN R A AR  IZB AL AN SR 5r B350 (position effect ) il ANAL T4 YL (A BT IX 1)
S, H G A B G R i S e T X, Al X — SR i S e b, S8 8, k.

RENE

T AR, Qe G RAEIR S Z M AE H AR E 1Y (HAE SRS T, P IR m] R A S
WU, FRON Y RIS o G AR 73 D 40 RS AN SS A IR AZ PR o K50 W Ry B AR el A
FIARBEAF RS P o A5 G oA K FAE AR USRI (n ) B85, IR M sl D, B B 7 1
AR o BT IS B 2 - SOURFESZA FDUUME 325 S BRI RN S BN A 220 201 I U
o ARBEAFIE AR — AR A 5 AR H A 20 BRI E 3 N sliml b — 2 U LA, 70 0
TAERRUE AGR . AR ARROIE LR S O S B G OR T . AL T B R
S BINE S FRIRGE A SR 22K GRS S (A . SR e (B R O] B R 2R e (AR
SERIBT 2R Bep iR % o JCIR R 200 H AL RS R WAL, S ORI M e PRl e e fAR T B 6 I
TSN D S B RS B AR M SR A 1 O, A SR T LA B (A

(= %)

BERR

1. MR G PRI AZ F) DR 3R T 2

2. Qe E SR LS R A A7

3. Qe iRahtl w ApLH A A7

4. TGOS T BT A A YA

H E

T

e

o r oK
BEMRRER AEB R
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.
AEHFRIR

ENE  REER

[FIES]

o AR S KRB T O B B

FEWH TR R AENH

56 KR AR 16 7 By 2 EHLHL

£ By o A0 50 K MO T R B I RO K

M w -

R PR GRS Ji e 3o B 22 R A S, (A L2 ) 1) 2 P A AR R, e LS DR R A2 2R
SR ) S Py — X A7 e DR ], ROV B DR o AR R o £ 1 RO LA T 7 A AR 2 I AN [ T8
JIXIBALN 70 9 70§ S TR A QI BRI IS

7 | BFB

53 F 9 (molecular disease ) J&=Fi FH BE K 2848 T 8 gt 19 28 11 A 70 T 45 M0 Bl 5 B L= A 5
BTG EAMUAR I ERAT A —2850% . 1949 4F | Pauling 18 i X HEIR AN AR 1M OB 5T 19 R T <20 F
i A o i BRI £ 1 SR AN T, T4 4310 20 L ZL 2 Ui L L3 2 0 2 IR ke s 4
P S5 T 1 BRI | SRR 1 B A

—. MOERR

IM£L 8 1 (hemoglobin, Hb ) ZZT AN 1 57 i i A SR SE DI RE B 1 BT, IMEL 2R 11 REE 1) 70 F
BERE S A AN 2 5 DR AR AR A MLZL 2 F1% (hemoglobinopathy ), 38 # ARy 53 1413
P L PRSI RS, A3 B R SR AR R PR R AR SR T, S L £1 AR 1 F2 SR AR 2 i
LA P50 T ER B 4 R AR o0 T4 R S, DTN I 2T 88 1 3 B e M SR AR 2 D e - A s
i , KRR LLLAE 1 AN G DRI PRERAY , 353 i B0 442 s # rh B 3% 10 ( thalassemia ) 245
H1 T2 RN £L AR A BR AR 1V BE S R AT, T30 o BEFIAE o SERYASP8, 7EIm IR E3RBU iR
MPESE MUARRAE AP o S2PR b, &R0 S8 I £L A L m] DA DR i 23 i e Y i RS2 , 4 Hb E (Hb
CS 1 Hb QS 45, 4 WHO Aliaf, i £0 8 F i A 23k 160 N EZ, AT 5 AC NI 218 1148

SR LA T M AR S A, e TR A LT R
G SO SRR KX

(—) MIEADFREHEREKERN
1. MTEBMNSFENE  MLLE PR MR b LA 5T a4 A O Uiy #dk, B4

- ZLER IR ph DU AR AR 1 KRR BRI DU SR (A ([ 9- 1), DUACBREE 11 MO 6 7 WIS oo B 1
o BB O E) RIPIAN2E B BREE 116 (2. B 2 D ), BN 2EBREE (THE S IS AT — L . fE
CAMRR BB B BUAT O, BT R ;s DRt , AN [ 9 % 75 B B BT 100 1 214 14 Fh 2kt A7 7
S IR R B RHIE B JS o BRI B HENOZEL A, TR AR T A 6 R [ 9 1 21 2R 1125 (3%
-1, eI £T AR (1A 2 R IR PSR RS 1 R 0L € 865 e BETE A HD Gower 1(Loe,), 5

18 &



=z

ENE

Y §JE%T Hb Portland ( ,Y,),a Y e #5IE Hb Gower 11 ( 0,8, )o TERR LA, o 555055 Y
HEIE N Hb F (oY, ), 5 8 S5 Hb AL(o,8,), 5 B 888 Hb A (o8, ),

B2
l.'xﬁg e e -
;
y
o B
A
01 MUEEMETEE
A ML Y o F1 B 555 B. o Fl B BERYZH GBI,
#9-1 AT EARSITERI M SRR R ELER
EEMER JIIEARES{=E-Sit] oFERK
JRTIGHH Hb Gowerl (e,
Hb Gowerll @&,
Hb Portland LY,
JRJL (8 JHZ= hA:) Hb F Y,
WA Hb A(95%L) ) B,
Hb A, (2%~3.5% ) a9,
Hb F >F 1.5% a,Y,

2. BEOAERKRERKISS AW 6 Pk 4 AR RS A SE gt , A o BRER 3
PIFNZE B BREE IR S , AT 148 S B0 AR R SR (BL R R T, B2 HEAE DNA FRRE DX B, Bl 1 3
PR, MM, NEERER R R AP A — LB ], W o L B o

NI o BRAE BRI E AL T 16p13.3 A5G —MIRIG AR IR (2), G LIRS 1R
IR Cary Fl o)), FIAMBEEER (WL, BT Wa, ) RIS BERIUER AR SR (W, F1 6, $i2 5'—3 Jr T4k
G H9:5 - -l -pay-tha -ay-a-0-3" (K] 9-2), A EE K 30kb, 7E ¢ 3£ L 40kb 4, 77 7E—
AN o BREE (3R 0 T 2RO HS-40, 28 o BREE (R A HESIINT 55 Kk & b B rh 3Rk DUy
A2, BVR B RINR 50 £ 3R3K, IEH RN F 22 300 o, I o BEHFRIA

a-LCR iNiaE ] M LA A
¥ o, «a 0
= = [ 1 11l - 2 / -\

1731 32 99100 141

| — I
IVS-1  IVS-2

9-2 X oHEBEREN o REEERNEHTREE

BEER

N 119



EEN) =

2414

FIREZIRR

NI B BRIE A FE RN T 11p15.5,4% 5'—3' [ HEGT 4 .5 - -V -"Y - 4B -5-B -3
(1 9-3), ARy 60kbo 1 & FEMH _LJiF, AFAE— X128 B BRE FAFEINFE L By R A Rk #R 2 56
B EENL AR X (LCR ). 28 B BRER ASE R IS e )5 5 & B I R R IR T AHSE , & & R 5 i
ey FEHFEL A FE N § il g HFFIL,

o TR FLB A
rd e =z 1 - = = 1
-ttt ¥ B L A i s e ¥
| . /’l “"\
11 13031 104 105 146
11
Vs IVS2

9-3 2B HREEERZM B HRERERRIE

BRAR P DR 0 263552 B B A R4, 200 HE LY i 4 U S R e ) 4 S (81 9-4 ). IR
W (AL UR IS 3~8 J), U B E R 2 AN K 2k R G, 2 o BRER BRI FR P £ o FEPRI I B 2RER
HIEEFE ) e v ReBFak, I SO I L2025 F Hb Gowerl (£,e, ). Hb Gower I ( a,e,) il Hb
Portland ( £,Y,). LA (UE 8 8 JA Z AR, LT 86 (14 B3 i el D9 B 2R B RIG JLAT g, 28 o 2k
BARHFRFAIEHE M ¢ &AM o S, 28 B BRE L HRILH MR T o 25 E] Y
S B BRI LI 2T 2 Hb F (oY, ) A (AR JR), 121 86 (36 20 7E B a0 40 i 0 & B i A
A UL o FEPURT B B T HP I Hb A (ouB, ), B9 95% LA F. I4h, 54 Hb A,
(0,8,), 5 M1 2%~3.5% ;Hb F 20T 1.5% (& 9-5 ),

i 4 A SRR %

fi T P
50 “ -
40 —
HEEAR
EAEE% 30 T
0 o 3
: - S 1
0 | 1 | - o = y =S T
18 24 30 36 6 12 18 24 30 36 42 48
ARG AE W WA AR AR RS A

E9-4 ERAGMAERREBHREER

(Z) ERRIMLIERRS
1. ERNSEMLARA 5 MLLE AR R E I —REH B ML 1, REHC

%mﬁﬁa%ﬁﬁﬁmﬁiﬂo&ﬁﬁ%%ﬁﬁ@%ﬁ%ﬁmﬁ%EE%%&%M@EE%%EM
 GORITHRE R, It B A PR R T T R A LR =R S I £ TS R I R
I LT

(1) BERRANAE 2% 1M (sickle cell anemia) (OMIM #603903 ): X FR Hb S %o %% T 1910 4E 26 H

ZNEF James Herrick B UCHRGE , & T F L WA —Fh S i ML e . HORAEDLE B BREE A
5 6 MR GAG ER GTG (A—T), fEH A B PR 1T N 555 6 {3 2 MR 43 2 ML AL
- THUERR, YRR AT T Hb S SR 2T 8 1531421 AT B — BRI, S A
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BFNE BERR

H115 Yk
e JJa 1 L A
T EEE N 48 B 2 N a0
€ Gy Ay 8 B
JH Jte 3
Hb Gower | ; Hb Portland

i C g:l l':2 E cz GTz

& Ay,

: LI :
b Hb Gower [I ) HbF ! HbA2 HbA
o € i o Gy, ' a8, B,
@ : o, AT;

165 falk

E9-5 ERARREIRFRIMAEAEEHEZE

JEN R AESA o AR B A ML

o0
AR AR Hb S BETE AUBEI ALY 5 gg?,
PR (LU TR B =T o
f}E(sickling)éﬁiﬂ’@%ﬁi@%&r@iJu,EJ ; ~ 7 . @
B I A 2, 1 A R PR R A 2 umn+wnm—*¥n+JW>,ﬁR\
Ja B ai AR, FE B IRAE, 2 A LA R =
RS R RS, IR AT AL
B AR BE 71 FRAIG, 38 3o B 745 A4 B 40 1 A h&
B, AN G AR T, B R 2 5,
Sy I (8 9-6), 1S E9-6 FRIRMBEZEIMAYAFHE

Pefa Rk 24 G F G RIEIR
RS FRARET o] 5 | S o 2 M SR8 o A9 A A AR, iR T g b X, 76 AR AR L 1l X
Hb S J R 48 15 35 40% , 5t 20 M 225 1t £ B Ay T S5 T Y e ™ B I 208 s . R 4 T2 Wi
AR AT LU A A FE i 73 P2

(2) MLTEEH MR R R SR INLT 8 (R . EH L2186 (2T 28 P R IR S5 2R B 4%
TE M 2H & iR 1% % ( «87His, B92His ) & A AE ] ( «58His, B63His ), A M5 1 (Fe™ ) BYEa5E , LA
LG, MM M(Hb M) BF PERE L HE b, BT R A SRR 1 265 7 e AE il 8 4
(TR B 1 5 A T VR A DG R & A R AR, S B0 R A £0 38 1) ki 1 (Fe™ ) AR,
ENERES T (Fe™), TR 5 2k 1 2128 11 ( methemoglobin ), SN fE 17, 4l SV IAL AN 2 2 AR &
APREAR . METAR T M 25 G A W R st , 2% 6 Hb MY 3 38 576 30% LA, T IR AHE IR .

(3) IMELAE T EH5 : WHH Hb E 5%, 2 7EFR E R T U HIE 2= R XA UL, — At A Sy it
TSR] Zh B IR EER gt X5 79 AL G 58748 A, 3 26 i 2515 GAA 375 BT AAA,
fiff B-BRER FEESR 26 1 L A E IR IR R U S T IGIT Y B BRER (5L mRNA 5511
B B DI A, BB VI a5 S5 1E 8 B VI 5 58 4, S EOE R 3T U1 mRNA J= 5D ; eAh, S 55 DI
mRNA fRAFESAE B BREE (LA US> . Hb E 24 A 2848 Hil RN g b rf 43 1M, by B sbrp
TFE 4554 75 s Hb E 415 2828 WRIA Hb E 9, FLIG IR 58 A B - M i 22 il A8 —AF (IR ),

2. MIABRI Mg FE i TR IR A it R sl s , 1 Al 2H A i 21 25 1 DU SR A4
oy IKEEGRZ | 55 SR ARBEAR T ik 22, Hh B R B i i AN, S B0 IR 2 00 42 R K A B
MR VRS, T LIS S M X o a- (B~ Y- 8- \3B-Fl e YOB- A M AF AL, TR,
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ESIRE IR

LI o F1 B - b PR A T A

(1) o-HFEFE I ( o-thalassemia ) (OMIM #604131 ): ik a- 7%, FERH T o BREFFEN
KA T B o BRER FURREE G B/ sl i an , S BO0R0GE AT A0 BRI I I . o- b
BB A AR I R 1 IX, 76 R B R 5 A S5 0L, T PO R AR IX o Bl PR B I ARG A %
3R 19.11%H1 12.70% . PRI, - 3% 8k — ™ 5 4 20 e e 1a) S

ou- BT B0 KR 2 A v BE R R A o BR B 2 K ool (HBAT,OMIM *141800 ) Fil a2 (HBA2,
OMIM *141850 ), {5 T 16 - J A AR 16p13.3. o BRER FAFERIBE T 2RI LR BRI, DECR o B
HESEN A R AR R IR o- AT 4 B BRI RS T - BT RS, IR N SR O i
A o BREE LD o T oy KT BRI o HIZTT 3, Q2RS4 64K BB T 141 o BREEFTE «
5 oy, o BRER P REE A0 A A0 BROA o -3, I R B R i 1B TR -9, -0 - ot 265
R — SR P ARER T o) BT o, P o BREE BRI, AR L A o BREE IR EE 78 AN REB 1L, FR R
o - BT IR FRB AR - BT, an——"" =" A AR A SR E RN o BREE FAFE mRNA 11
IR, 5 SR R IR AR IR 40 R, B0l o BRER FURRSEE ™ F08 /0, 4 CD59 (GGC>GAC ),
o (CD142 TAASCAA ) 45 A R AR o B o - HIBT, I PRI A i 1 R B R - A%

WA PRI ™ E AR, - MU REOT 3 DU 70 -2, 8- MBAT, IMET 2R (1 H S
R - M, IEH AR 4 o BREARFEE N (aa/aa ), TIAFRZERI o ML,
PRI (SRR 1Y) o BREE FAFE PR H A AHHE], BRI o SEPRZ B ™ i, P B o- 2T
FEAY o- A AN AR LRI, B LR oMb — o FEPR R AR B, LA R -a/aa
[ R o TN 7% =3 R G N 11| T =t A e 0 = S G Pl o e e B 1) Nl W 2 s O
Y - MBS o FEPH L A, HEEH AL —a/~a, —— /oo B o' a/a’ o MBI AR L th3m 3
FEIN A TCIEARIE T, (0 S0 % M7 0 A 2 R NI 0 R A AR . METER 1 H i A EE Y
a- BRI ER a- B FPIRIRAS . ML H R, PR Hb H R, =4 o JEIR K AR B , LR
R ——/— a Bi——/a'a, T 44> o BREE LR A 3 AMERIREUE , i o BERY & Rz 2 ERE ), K
WY B BREHBERIMR AR B VUK Hh H(B4 ), Hb H FECERMIIA Hb A 19 10 £, 7 1E 5 AR HEZS
TG R A O EERE Hb H B —FATE 0 i, 3L B 8% - iysidk (—sH) Sk, &
B4 R, ARSI B B ERS B BEASRERR A AP AR T, 25 SR DT R AR, Y A H LI AR,
B LT AR L, 2T AR Az 408, ST M2 20k, 2 R 3R, S0 M i M35 1M, Hb H 9%
FILLE R L ICH B AGREIR , FAGRRESE I, {5 Hb Barts FOFIXT & AT 553k 25%, 124 B idfed Hb
Barts 289 Hb H Y, 2 1 J82 2245 H B0 Hb H IR AR . 128 B8 S0 2 V2 i A HoA 3
R/ IN BRI R ARAAIE , AR R IR SR AR 25 5, 2k P R Il P22 1M 283 5 I R T Rt e o
AN o DA T JAE , 1A B 00 I AT AR 5 28 D 5 S U3 o, 5 e, JP R, - s
B PR E R B IRE, WY IR, T «-HI7T AR Hb ELR (Barts ) B LKIPZES1E, J&
FEEHEFT MR, A PUAS o P& A GG, HIEHAD ) o i G TFAHE (——/—— ), HTARES N o 6,
FEMEIRAG N Y DUBRIR (Y4), Y4 B RIT St Bartholomew ZEPE, #tfir4% & Hb Barts, Hb Barts ( ¥4 ) H
AR AR A TR RS R G B A, 3 U 2 AR, 52 B G JL3ERE |h T EE 2 0 a5

SASEREYR 30~40 JALEE N AR/ INRHNAET . LA 22, SEEERERR I, BOUEL, Bk i s R OR
R, PO, B RS e At R, PR LA N3 H b ki R AL

XT o= B S W Sl R A TR AR A, FE o - BN B IR B E S 5 R ifE

(i LR BYHB BRI ST AR (MCV ) <80fL ; F- YA 4 At i 21 8 FH 7% & (MCH ) <27pg; Hb A,<2.5%
Kb T RGP, TSR R L DRRGI J7 k de A T I B A2

Ao T 5 A R B2 WO TR EE 2 o - M 5T R LAY AR A E 2T B, O o - MBS

W4 J2 ZOR B XA IR LK B £33 AR AU B9 R 4, o - M 22002 5 s (PR 38 A4 0 , SRZEXUT ]
BRI o- BRI, B2 R LR IR LK B ZR B AE (——/—— ) IRy 1/4, AT LA AE 2

122 0



ENE

11~12 JA I A2 16~20 JAIBCE KB 19~23 JEHRUBEHT 6 iR ) LEA T 7 Hir B RIS W s d vl i B 756
“REEZILE AT o - HIFT A ATTZHT .

AR, X T a- BT HIRYT , BT HE A o - IBOEBGEPERY T 2% ) HE 2 BEA Te il AR R B, A
T B TIRYT ;s HAT o - I3 TR YT EZRENXT Hb H g, 75 B0 A 1™ 5 R B A T 1L S50 R 9T o

(2) B-HitF 23 1l ( B-thalassemia ) (OMIM #613985 ): faiFRk B-Hi#% . FE&h T B BRI M
(HBB,OMIM *141900 ) 5. 578 (8D LATRAE RS HE A ) Zfl B BREE F IR EE S O sk, &
FOICRGE M AL AR P A S PRI . ISR AR A% J5 SRR, B - M7 588 n] RE R BN
Y- 7T R A, BURIEA —E MK IEH KT B BREE A=/, B° I B BRER (172, 1R TE
RGN AT, & T P i SR D AN R A it S Bt ZEW BT AE , AR A% ]
KRR Tr o MR EARYE BE S 2R )™ AR, vl B- B 4 A IR A A — A

1) 5250 B- 7% . HR B-HFTHFAE ( B -thalassemia trait, TT ), 5 B-HbFT AR KL N #E7 & , FE A
K%y BB X BYIB . S R TCAE RIS, S0 B A A IR LT A A R B S s, T
B MAE R BE T, AN R B BE b R, R B 0 R 4o

2) HifE]HY B- i FY (B -thalassemia intermedia, TT): FR 5 PSR UL (A 0K B BR AL FH BE R 24 2848 , — it
& BT - MAEH WG F R E A 26T, DECh BT- TR B - MR E B A A T, RE ISR ALE
WA BIBEL BB BH MG RFAVEMALE FE ) AR TR A E R Z o], SR h i AL, B
MR A — B2 I R A 35, 3 3RS A B - M 2R ARAR L, IR, L B —E 1Y
BT, o AN S IR A Rr A i

3) A B- 17T (B-thalassemia major, TM ): XFK Cooley X IflL, i [RIFFUHIEPIA YOI B BRI
SN 9 , — R BP-Hb AT MAE R AL & F B G2 A, DBl B - T B - BT 52
T BRERFEF AL A BB Bk BB, HEARRER N B BE, A URAR, 25 o BRI RLL
YRR I, 5 A R ks, A M I LR N o IR R A TR N TR , B L A= B JE I PRAE R
PTG FTE 3~6 DA IR BUER, AN LARY T BILE T 5 ZHistr-. G RAE 2RI A
BRREHOE KR, R 1, R B IRSE I EA HURY LA oe B ReR RIS T8 S A A M AR
BRIEIZS , 8L BT I SR R 48, [ I A 3 gkl B R DR I 80d 2 i BRITCE T 5 1
OE JHEEIE RS R 3, b ™ 2 DR 3 1 300 00, O U LSBT S R 2 —

B - M B i PRARBIAF AR ) S e , 0 i R AR A I H 2 h ] 2 B - 23 A JF AN g B4l ]
B IR AL ADR AR, BR 1 B BREE LD [ B 57800 i o i [E] B B - 33 R ALY ™ AR T L 2
2| o Y BRE S R BB B2, DL — SR EAE M IE R 4 KLFT \BCLIIA X% f 35 iy e 1
PR IR P AR W2 B- MBI o- IR B DUIB A 55 1 218 1 2878 (40 Hb
E) %, 2 FE0hEA B- A Im KRBV, A, I — 26 /D UL B PR AL PR R Bk gk ] 2L
oB - MR BB A TR M IR LM LT TR 2 ST ( hereditary persistence of fetal hemoglobin, HPFH ), L
FERRA LT ARG B B° M TR AL v 5 | e R AVRRIR Y Hh F] R sl AR B - 9%,

XF T B- BT R AT i ol 1 i 2 A TR0 20 0 A, FR D B - M2 B A IV 2 FHPE S B R s
SERAEAATR (MCV ) < 80fL; F-HI 4L ifi 218 11 7 & (MCH ) < 27pg; Hb A2< 2.5% . X TR i fH
PR [RIRE AT R FHBE A DN ik A T A 12 o 388 7™ i 07 2 R ™ RS B Tl s Y B - M 3% i LAY
AR EETB, B - BB o W Y (BRI ist AR , REEROT IRy B -3 #5415 B iG i Lo A 4l 5
FRELRIRERAL A 1/4, 3L RN %/B° B7/B° 8K BB, [l o~ 3T —HF, B- AT ] 7E72 11~12 J]
RGN A 16~20 K842 19~23 J BT LR T 7 BT 5L P2 W, 80 £ B 120 — AL 2L
MH AT A TS W W E A B - #b33 BILAY AR

X B M AIRYT E R E R EAE B - M B G A FE ALK 3 v (] A 5 Y SR TR O A L
FR PRIk SCRR IR BRIV B i 100 AN 25 BRIG YT, R F v S IR e 45 J8 8 AR K R & i 1Y)
IMELER K-, RIS A7 1 RN 55 R PR & Bk T A 1A D 1) L 40 M A DR R 1 32 )

=z
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ESIEES ER

BB T, TR B- M AT R TR IR R G I 2R YT R T AR A 2 AR iR T IS H R T
YRS AR AL RATY , H AT m A Jr AR AR RIS BN H L RA5 T 8 AR TR

—. MREBF

IR A 2 L4 B st M I T RS ) — 2 , Horh AU ACHS RS A & L. 1109 (hemophilia )
S R TR L PR Bk = 5 SRR 1 DI B RS ) 5t A H I PR A I AW A LA B A

(—) MmAss A

114 9% A (hemophilia A) (OMIM #306700 ) J2 ifil 3% Hré i A7V = B X 2 Sibe ik 5L 19
B I BRI o AR I A 995 1 FEIR 38 TR IS R M X 2 S5, L vP i A9 A 2 ot A 5B
B 85% , NFEHURR M 1/10 000~1/4 000 i 7= 5 52

MACHE A FENGIR T R R I 2 F R MR i3 5 Hh A R i | i He e iR A&
IiE s — 2 NGB FFLRE L, R AL . LA V2 AR P AT AR 434 AT s 1, e RASE
TR L WLIA) | Bz JOR B S5 A kg DL T AR R 28 2R 0 T AT L ZOTHS /MR R 14D S iy SR A P S o
DRI RESE Fe Az iy o DG H IS A 32 28 04 I A7, 220 M It T S 1 A8 T, H B A 0 1 DG 9
At A DG I & E I AL FE AR A 2/ JILPA) H i, T2 B P i o A s 2 B P 30 T 2 B s e 5 ke
FHICIG PRFALE

MLARE A BB R AR A 7 VIT(F8) K (OMIM *300841 ), {37 T Xq28, 4= K% 186kb, JL-F-
X QAR 0.1%, HAl & 26 AT, gt mRNA K29 9kb, F8 JE K 4wt i) )i FVIL 55 2 332
ANRIEMR, R — 4 FEHE (A1-A2-B) Fl— 55564k (A3-C1-C2) 41y 5% RSB (|, HUBE 1Y
FVIEE (A 6 e, e el R o it s 3% 1 9 i R 7 X B W5 7= th e (A1-A2) FifdE (A3-C1-C2)
HAEHTE L PV Co FVIL: C FZRMERTE T 515X T (X a).Ca™ I PR3 JERLE A4, (2 fili
T I 6 D572 T g R LI, 5 A A AR 00 L 2T 24 2 1 D A S AT A AR AR R BRI . SR, RS SR AN IR K
A B FA 2 BUE FVITEE G iU s s PV 12540 S8, 5 D PV D) ReTE PERE AR sl sk | o5 3k
FVI: C AR AN A2, H S S 35 R 05 I A A8 B S ARG ], R Il A0 A R st g B Skt . 4k
ARTRFEAFE T CARIE Y F8 HER 28748 ELl i 800 A, Horp L 58748y 3, 75 ANAA /N A Beddi A K
B IO S HESE . P8 DR 1R 98 A8 Bt i B S T, AR R LIRS T 22 5 1
PrZAs , A R ARG A G988 b N1 22 AU 5 13 50% , IN& T 1 IR Z,5 3%

S AR I D RE S AT AL T I AR A BB B, LA A FEBI A I B6E L 6 D A B ) ( PTT ) 4iE
o, 1 AR 5302 B 10 Bl I A S ] CAPTT ) A7 S [R) A BE A A, B8 1l i i s 8] (PT) IE 8 eAh, Al
FVITE I 15 MR 1l A2 A T A 6 . JEPRIS T T LA LA A VR BRSBTS R 98 AR e
T B RIS , 3 7T T4 & 0 A F ™= B2, AR H R JSARIGY 7%, HRNAYY vk 224
FEXPRETRYT EAIRIT RSMRFFE ARG =07, Hoh BRI O £ B AR T AR R 0K
FVI 20 1) V2 T0E P B 1t D5 2 45 0 4, JFL vl 8 TG P i 0P s e DR 2 %) 98 o DT =3 500 Sy
RIRITIIT . BEA, AR OFERIIEYT BT E 20k AllG RIS B B, BUS T85O BIAR YAk, 1k
WA N X SRR AL, BB 2 B, Lt B . i R SR R B A

ISR S A D RIS TSR A RS % B LR Tl ey T B

(=) Mm% B
It A9 B (hemophilia B) ( OMIM #306900 ) 2 #E Ifil Pl X ik = 5% H5E 1 D) e R A1 -5 B4 i

BB SR 5 0 A SEARIIE, SRR 1110 T~ 15/10 7 4 iR Aepen iy
15%-20%. AR TRRLT X Yk 1 F9 SRITBHTEL, HORI I 72 5 A A MR
R X B

I A9 B B & K F9 FE R (OMIM *300746 ), fi T Xq27.1, K 2y 34kb, 5% 8 4~ 5h i+, Fii

- mRNA K24 2.8kb, F9 3R AHG A FIX 6177 433 AR, FIX 38 5 WIAF Ca™ & PF3 —ieffe

1246 0



ENE

FH RS XA F8 A Xao FIXBRZ I 25 i WA s 22, [7)_E SE S e i A S BN IR BE I
IRARREAT S LA o AERAN R T CAGE R FO ZEN AL A 300 250, AL TI[R] F8 —4¥
SR RS B, B DA A T AR R AT B AR Gl ORBERR TE SR Z
BRI IS x5 R E R ML A B, B U] DA R dE AL h AR A A0 B, HARTH LSS 1Y
AL E S AU LT E o FO JERAY CpG By e — ISR, v AHE b DL R 5
FIULLRAAE F9 A CpG 19 G—A Fetfie AF CpG 1R G—A Fl A—G 285, DLUR/INRR AN 3.
A B SR 2 BRI RE M5 A A SEA—E, EERBE PTTHE K APTT A AR ALK |
PTIERS . AT G FIXERMTE PR MA B 73 BIAEER], SEDISIT AT e D ALY RS I PRI
J 3 T AR HH2 W, UG TR RTISWREE S A B LI AR AR B AT A —HEH
B OIS TI%, S AR A JGT7 07 A —4 AU s g P Ik S A2 Ry o .

=. FERARMER

F T AR 5 5 | R S A B ) B AR 2 A B SRR B 1 R A B e B — st B e . X SR
s FEEAFTIUE FRA RAE 5 PR 55

(—) NEFAREE

WUE TR RAE e —dU & T UL 2R st A 0 , I PR L% LAY Duchenne U1 Becker ZY L
BHRARAE, PEATVERAE RMENLE 32 R AE ( Duchenne Muscular Dystrophy, DMD ) ( OMIM #310200 )
S X PRSI BL I , S BH IL R A PR IL IR B 2 — , BRI RO 3 53k 1/3 500 55 1R 15 22,
NHE Lo A FAR 20 1/2 300, 20 B0 W1 0 A R B b i 25 5, IRUL 2 2] 10 RO A 1k
B2y 1/3 (9 ] i e 52728 5 e o

DMD FIIfE RSEAR 322 3R B A A T P L= 4 RUILTC 3 B/ NBRHE A LB IE K, 8 LR A sl PSR
ARFEAIA B, (B AEA 175 WURRI R ( creatine kinase, CK ) 38 FILLF4ERE , T2 E R/ DAEBME, A
JpaiE H 3~5 %R , IR BVLIC 0 A IG PRAEIR , BRI 25 WLR T ), B 218, FIAe
b, 5 R R A0 X B s M BRI R R B 3t 3T FRIE , S8 JLRMSE 3 37 B RN Gowers fiEJ2:
ARG — KEFIE . 90% 8L 5~6 2 J5 R I A AILsK T35 , LA AE K, itk =2 U 450, v AR WL
FUE . BIL 8~9 BT IR I BIRFRAILIC Ty, —MRAE 9 % e i sr AT E I RE ) , Z280% A\ TE 20~30
2 PR WURIINE I ILTC S 36500 T S g BV W vy o 2 PEHE Y 3 — TG ARE AR, D80 LR M A
KNG WU RETC T, LA CK 3 o

DMD A EU% 3L S DMD B[R (OMIM #300377 ), {37 T Xp21.2-21.3, 43K 24 2 300kb, 2 5 54 A
FIEHA KR 0.05%, G54 79 MM F, RIS NIk RN BRI, )& DMD A
Wi e G R IRIN 22— FENLAZHZR , DMD LR it i 7= 8 L2 46 5 14 (dystrophin &
1), 7 74l 427kDa, 225 3 685 AN FERR . Dystrophin 25 [12& — R0 M E 908 11, 112 AEAE THLIR
A B BL SO L ST URIG o 32 A ) 5 5 LR WS 25 11 (sarcoglycan ) 25 G 7E — 2 JE AL
WESEEASEESEA( dystrophin-associated protein, DAP ), SR JE -5 IL4R I A 5 A 1 (laminin ) A0
Wt , 3 W] r B L PR b LT s A B 0 g, DTS B A0 A S 28 Hie b Bis 1k LA AR A e i
I S 2L FE T, IO LA A S 52 5 4

DMD B gte i T DMD FER 5 S ELANE dystrophin £ 14 A2 BSD 8B =, A REHRPLILER
AR ETAn 2 PO BN 2 T 32 25 ; R el T2 A LA 2R A T R4l S, S EOR a e &
BB I A A A3 PRI , 36 LA BN A I BOULAH LR FE R RS | MG A 26 L IR 2240
DMD &A= 22 i 5748 24 7 RAGE AR 1Y 45% , HAR g8 AR A 45 1 5848 | H 0 A A\ 46, L ik [
HIL ) 5%~ 15%, SR AEL L 40%.

DMD FEH R 32 dystrophin 25 [ FRIB M 25 5, 7] 5 RS AR IR 40 55 AN [R] A9 95005 , An SR PR il ke
Je AN REZ 5 A 1EH DIRERY dystrophin 25 1, Uil PRIV DMD 5 4 SREE Rk 2 ATS RE SR i A= A 7 03

=z

BEER
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ESIRE IR

ZHRERY dystrophin F [, LG ANKE DA B2k oA it nlg el BEAE FRORBEUR , Gl PRER BRI 14 o — bR I R 2R
WUEFEA BAE, BIFR N Becker BUEFEA BAE ( Becker muscular dystrophy , BMD ) (OMIM #300376 ).

(D) RIF=ERR

JBJEE (collagen ) A2 1l A A2 4 21 21 T B 2 1 BT, 249 o5 AR I Bk 1 20% LA b ZEANIR] 1Y
L L 53300 R LT AR AN 1 LA A R A A R A A R | e 2R o R O3
T = FAMFE SRR o ZK6E (o op o) A8

FIATE KB IR IA 10 280, 700 B A R A7 B S e e, = AN [RI 4540 JE
HIF= 8o 1 TR Dt A5 Bk 1] o 2 i Cinterrstitial collagen )o [T E 2 2 5% o) SR 1 5% o, 5%
AR, I TR SRR 3 2% o BEZH AL, 3 7% o BEY LIS TR BESS A S S8 7E — P iU I 5701,
FH IR S o0 20 G U A A sl i 27 4, P R R R AR RE A U R 2 4 . DRI IR A AR, A7 AE
TR K VLR RN v, B AR SR BT RE T 5 TR J5E 7 43 A1 Jay R 1328 W 400 B M B A% S B B 1K
b, A BSRPTERE ) 5 WAL 2 00 A TR MEROR Y ZH Y, AN 2 4 2H 0 il A8 B X i A4
IVALRE T 2 2% o BEAT 1 2% o, BELLIL, FRER G IS UM B4 1, EB0 0 TR TR Z

JB )48 1 (collagen disorder ) R “SE4FZHAUSHLIR " , J2& i ISR 1 & A B pa iy 5 | S i — 20
TR , FEALE A A BT - 2498 255 1E (Ehlers-Danlos Z3GE) B RIERZESAIE (Alpon
CRAANE) GRS . T DA AN A AR T ISP (1 A

B A4 (osteogenesis imperfecta ) F&=—2H PR 7R Ji S5 1T 5 RS ) 5t A% S o PR , JRE 3R
B EAL Ty BT A B iR SRR R o 2R AR TR 1/15 000, J2 8 LAY —Fh i Je 4 1
AN . R AN N AR (R 9-2),

#9-2 BT ERNEESIRAREFE

E- i) IRPRASHE EEAN DFEN EIEERMG
1AL WU 5 BT R T e AD 17058 D 285 460 1E 5 fH i 28753 Proacd (1) mRNA A A
WD 50% gl 2

M AR ™ BB IE | AD T RIS R AR S (RS i H R Y 20 58788 (f
I, A5 — R N AET JERRALNR) 5 oy B o, FEH)

A AP R T R AR AD IR R 25 R A S (R TRl TR
W T i LA T i 3t 2 ST FL i)

VAL EH DB AR R ST | AD I 1 751 ORI ;@ TN ST 7Bk
/N TR BRZE AR

[ A4 (OMIM #166200 ) XFRN W I BELE-GAF , A b B i PR 0 85 DU K W g 3%
e CEHRAE” R, RS RSO LR BT IR F A B S U T ARRE AR A B B (B
i P an i 2 B S A, DB S €, O Rl 3k BV i 5 Tz A - S BURAR IR T, 500 A e i AR
FEBAR . ZEEENELR AHMEFHEEER, AREESE RN, X LEREZEESN. TR
ANESEPREN T 17q21.33, 975 P A J2 D S PR 45 o ol 5 2 S 80074 e D oA Bt o

AL A4 (OMIM #166210 ) ARG RMEBICAE BCE AN 4, Holfe AER Lo T B A 478, A

R R AR I KR S, Y PN BT PR SR A N T D 2
YT U TEREALYES s B R — OB SRR 5 FITE T A7 A A TYERALK
RS TR R A PRI SRR S L TR T A 2 UL, R I o, BEIRJREP COLIAT
o, BEIRIFIEI COLIA2 bRy H AR T 5 A e

T AU A AN 4 (OMIM #259420 ) S — e A A AERHARTE BRI IER , WA 5 U,

B2fE—2 7% it 50% B AR R BT, 1~2 2 A 283, 5 DR300 e
R AL X LA AT TR T U . 20 14 B LAE—AERBETS SR TR T
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ENE

B Y WA RIS ZRYRBIUE R Z 2 314 TR U AR AR SAR 173 Ry e AR R L

VAL AN 4> (OMIM #166220 ) BB it d, JLE S kBB A2 B R S kB
B R R (HRCE B S R T R R Pt S L A, L AR R A ST,
TR AIE 55 TRUAR R, T LA 0 5 T A AR ] BN 30% 23 & A= W T34 5, 15 33 2 i J3 4%
A AT Bl <&

M. ZHELR

AR TR £ 5T e A A P ) — LR AR RE A B 1 5, PR Tk AR s (e Pkl
PG R 32 AR 1 ( receptor protein disease ), 20 H:42 70 AEAR MS Brown #il JL Goldstein B %} %%
A v 3 s A 200 eSS A1 288 B R B 1 SZ A T VR A BIAIESE , PRI RS T DL R A B~ R 2

S 1 B [ B EE ( familiar hypercholesterolemia, FH ) ( OMIM #143890 ) Sh g ARV B IR A 1 i
ik A — N 2SR AL e M R P I B IR e % AR R R = AT S B O L
FEHE A O M A0 o I P v IR I s o i 2 Pl 1 200 MBS 1 (0% B2 I 2 11 (low deensity lipoprotein,
LDL ) SZARERFA T8, fEERIEL T, LDL S40MAsE I 1Y LDL 324S5 & ik AR E A0,
BV AT I, SRy BT P /K PR I A, ORI e 52, 3 O T P 40 PN 38 s o el
AU B P R A 5 D i UL T 2 ] sl T ) B P ) B R B R BRI T BRAH G A A S, DT IR
/U2 L ] TR T ) o A R R T LDL SZ AR , S0 1l 5 P ) LDL AR REZE AL, I 240 i
DAY JUEL [ P P S Ao i e, (7 48 e A UL T 25 B T O A I, o . ot 5 JIEL 1 e pr AR (&1 9-7 ),

A B BTGE B EOR R A LDL SZAFE K (LDLR ) (OMIM *606945 ) 458 11 B (APOB)(OMIM
*107730 ) B8 AL EERG BIA TR K 9 (PCKS9) (OMIM *607786 ), LA LDL SZ2AAH1:85 (1 1 (LDLRAPI )
(OMIM *605747 ) %, LDLR APOB ,PCKS9 FI £t FH 5% Y (R B 1 f% , LDLRAPT TS FH 223 YL (fu A
Bkt . Hr 85%~90% % FH B LDLR K2R 2848 51 , iZ B K@ A0 T 19p13.2, LDLR IR 58748
DL Z AR RESZ A0 s B vt/ D , DTS2 0 138 HH % B2 I 2 1 1 i RN BB A

2

RER: %1 T Fia %3
TR KA hlt VA TR P 5 5 B LDLS 2 &54r
e ' @El g', 3 LDL
PO
:@ “w”' T \ ml
JNif ApoB-100
&Q\EEA{*
F‘?Efﬂl .
ROz s
OO . O %4
L3 ok ZNOL
A) | LDLE K / Rk T2k
. Rkt MA )
B) | HMG CoA g%
b [ g
\ H' ( @
C) 1 ACAT %ﬁ%
m MME BN /
i o
*

\’”ﬁ AL T

E19-7 LDL Z{ARIHIREYFINRER T RE
ACAT: IETSEAH T A - AF 5] e e A A2 il
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ESIRE IR

L. [BEHIZEE%

H T 2 2R 1) 5 B T B B AR O I 12 B I o AN BE TR 27 Ak A b S8 PRAE % 5
R FUBRSCAS RAES

(—) EMHLFHEMNRE

FEELTHEALI% (cystic fibrosis, CF) (OMIM #219700 ) J&—Ff B35 {1 B 125 26 1150 , s o Y (A
Btk 35t 1%, 2 i I R T B i DL AR 8 A PR 22—, B 2 000~3 000 511357 A= JL e BRI —f5i) i B ot
I, HEAE B BIIR IR 1729, CF BUREEIN A CFTR 3£ iZ 3K FE AL T 7q31.2, K2 250kb, 175 27
AHNEF RS — R A B O CLU S R A2 E i R . B RTEHRE 2 000 Fl' CFTR
FERAR 2500 CFTR 8 A IS5 s th i i 33k CF &2

CFTR SRR A 2 S BRI R A JC T 1E 7 - S 7, NI 5 i Na' 5 H,0 B9 3 Mo
T, BRI 2 R VROK 7 0D, B I AR AR B, JOIR IR HE 5 23 B pH BEAIS, o v {45 s
BB R R R AR & A= AR AR 5 R — RN AR (k. BLAb, BRI E T 40 B 25 2 SR A7, I3 ek
YRR R BN o BEPELT A 3228 R AR 2 A E8 Y, B R 20 SR A8 FR AN BT
HET S
(Z) B BRIRAE
o222 JRAE ( cystinuria ) (OMIM #220100 ) f&—Fi B /NE I8 AL PR B BE 0 , 22002 i TR 1Y
B /INE SN RGNS b R 200 M P 35 AR I N T IO 2R i R A I R % R 1) i
R AR M FE A IR 3k DU 2 R 11 5 S O U, T PRV ) 5 e o8, DR B s R A R PR IR vh
ARV it 24 0 PV B ol LV A B o 3 2 A e T I ik 4, P BURBR &S & . R IR
i B UL R B 0, (U4, R T PR EAREREL ] 73 PR B B R T R vl

HR A4t 2 5 948 119 £ PR v B 2R 1) 43I ik, A IO 2R IRE 0o — SR T2 & T IRV
Hh b R b e 1E 5 TURL NI Y 24 45 1 DRV P 104 e 20 3 ek 0 358 o, 77 TIT 784 s R AR X A 2
— 6 HAT, AR B S B R [FAE TR 4B B DR R PR E B0 B I SLC3AT (OMIM
*104614 ) Fll SLC7A9 (OMIM *604144 ), ti SLC3A1 FePRN AR5 LA A A By SLC7A9 JER A8 5]
(1924 B A5 By SLC3A1 Fll SLC7A9 RUERI A5 5 [ Ry AB #, =AUy i Y fR Ba btk ist 4% , (H o A 8
oy R RN TE 4 B

(Z) R MEDNE FAERKARIE

SETRNMER R RO BAE congenital glucose/galactose malabsorption, CGGM ) (OMIM #606824 )
SR 56 TR A 3 2 0 -~ FLBE AT 520 , 2 — 57 UL 1 5 e 0 PR Bt a1 e , L3509 35k PR Ol i
257N b R 98 T Rl R 2 2 T ) B RS P ) 5 W 7% 12 1K 1 (sodium dependent glucose transporter-1,
SGLT-1) i SLC5AT KW %% ia 8 11 R A b , S B0V P9 i A W R~ FUBE WIS I A% 32 i 7 o Jies Y
HERL AL R FLIR , A BRI TS . LR £ 5 4 TR L L 1) 0 I i T V5 o o 4k
SRR ACEPERR R RN RARER  INSFASTAA J] e 28 2 i K A, (RS il 2 A0 15 i

OGN LR R R 2 S

BT | SEXRMENBHERE

S RAEAR B FE (inborn errors of metabolism ) AR AL PEAC IR , 38 /T84 A9 R R GEF &

RIS T AR 11T T4 S 54 BT R s LA FabLR L 2-6. LRI
BT AILAARA G A 52 M) AN ] 6 20 RAEARI BB 4 A I B e | SRR AR I B bEs  BR 2R CIgHBR B A%
- TRACHBRRE <5 S AU e T A U 1 A 2R R LA B D 7 A Qa5 , 2% AR
£ 9-3,
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BFNE BERR

7= 9-3  FERMABERFERAID ERAFRIEERD

HBhRE KERMER BHEERE OMIM  EREM EEAN
BEFCI A U A GALT 230400 9p13.3 AR
AT -6- IR 1 S i B = AE G6PD 305900 Xq28 XD
ey AGL 232400 1p21.2 AR
IR AT i R PAH 261600 124232 AR
Ak TYR 203100  11ql4.3 AR
PRAETR FRAE HGD 203500  3q13.33 AR
HEZARIHER BRI U SR R ABCDI1 300100 Xq28 XR
Je - H s NPCI 257220  18ql1.2 AR
GM2 W&+ i GM24 272750 5q33.1 AR
AT R ARk F AL AL HPRTI 300322 Xq26 XR
EOMT Rk ERCC2 278730  19q13.32 AR
)i B AR B R JFELIRAZAEYE (Wilson ) ATP7B 277900  13q14.3 AR
Menkes %% ATP7A 309400  Xq21.1 XR
VA AR B'ALip GBA 230900 1q22 AR
Wolman %% LIPA 278000  10q23.31 AR
Fabry J GIA 300644  Xq22.1 XD
YAz 2 B I e 2 D ks PHEX 307800  Xp22.11 XD
FRI T

—. FEXRMEBHERFERITE RN

Mo TR B SE IR n] BEA PRI - —J2 T2 5 A P A 2 R i PR A LR SRR
| EL R 125 R S B R s TR PR R GRS 2 G il D e 2 nO R, SRR
Lo ZERZECRIEA BRI A 7 G R EE 2 , A B0 X Bl EiRfL

FERNEACI RGP FP2E K2 e T —LE L F A RFIE . X SERFEA B T AN TEARX B , 76
Il PR b TEAff Acb BRI BEN

(—) BBt SEEIENM

FERUA DY, Bl 8 LE RO RO AR LA R G T R, D S RS BIniiAr /Y
50% i MERECRIEZ A PRI IE B AR . 0552 1, 5%~ 10% A4 B 1 B0 v 0 2 P f4 A 10 R 2 o 1 08
FIIHAERHR A=A K Lo SR — Sl B BT A REREH LA R AR I R AT

(Z) =4 AR D HERRA N 4R =

H T i 4 A BRI RS AL R 22 Dby 7 ), 85 T LT T A TR T s o 75 62 ) P 7 4 4 k]
S RY) ARG Py R D = BT 2 A 5 IR TEAN R AP B rh o LUK
— il (SR IR Py AR = sk =) S 338 S B 7

(=) B FRIKNSIER

S RAMEAC B FE AT IR e BP0, A R R IR, X R TR Y7 1B R VB E . R
T CANFEZHE) AN B, DR T SR e I e S B LR A 2R AT sl i o o 5 i/ e (an
RNER) W o T B, i REGRE Pr 5 DEE AO MR AR DR 18 2 B 2R 2L AR 5 | 4 B P 2

(M) limARZREL SEEHRRE

TEREBENGOL T, e —HE [N AN [R] 5748 n] S B 2 MhAS [ A iR PR A, SR B0 Z2 0 52 2 1 i PR R
B AE 53— LB BUT , BRI B e PRARFIE ]ty Z2 RN [Rl B BE R B S o ok e g SE R AEA QBB
R B 2B A Rl PR AT R T —E B IR , Rt iR £ o
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ESIRE IR

— . HECIEER P

H1 T2 M0 T A 2L e , el A A AR A S o T 7 MR A e B o T AR Bk b
o EAT 2 LW AT 20 - 6 - BRI S B Z A 6 2RI AR MO S AR 45

(—) FFLHEMEE

HFUBEINAE ( galactosemia ) B i T2 FUMEAC S 72 rh L A% Il ) B B 3 S0k FUBHTE (R P S A
775 AR i PR S SR I B LR UM AT A2, B LU 5 MKk RS, 4k Hh B AR
JFREAL B K 1R B AR, RN A B D RE T S AR IMUBEAE IR A5 . A2 1/50 000,

e LI PRI fB LK FLBEANT A2, A P BR 40 B LR B R S A 2 AN A AR TE 3
RZBILAE 4~10 K BREIR , 5 7EMRE AFLEAZUE HBKnt 875 RE AR AR LK iR Al
I P S T

FLIE I 5 FUE 220 Al T8 LW I 23 7 20 o A R R FUBE . B FLBE SE R 4ok FUM O
( galactokinase , GALK ) S - 1 -SRI R il ( galactose- 1-phosphate uridylyltransferase, GALT )
PR A W 1R 2F FL b 32 B4 i (uridine diphosphate galactose-4-epimerase , GALT ) AL, AR R FL
W -1 - BERR ANV 290 - 1- IR, i — AR ORI AT, HOACSHA L 2-80 AR rh =R A —Fh A=
5 B AT ] S R FUME AR 1) & A=, — iR B AR I Qe R rR it 2 . o GALT Sk= 51
A2 LB IRE A I i L, )RR 2Z2 R 4 LA Z B 11 E (classic galactosemia ) ( OMIM #230400 ),
AL W MAE B T GALT JEPR SR (% Mk = , SR ZUERI L FURE - 1- B AE L h 2R,
FROrBERRAR o 2EFUME - 1 - BERRTE I ZH SR BT 5 R ) B s 7EF B AR AT 5 R0 | EE = ATaE AL 5
1 ZAATECE IR, SRS AR MZILMIR o P FUMEERERA I SR T T AR ik S, fd
RIS B TR U K 3 HEA RS20 e R RS T B B i b2 3L T 2 D It i
JRATATR , L BRI

GALT )23k 2 i — 2 52 S5 A B R Y, D€ GALT RYBFAERUREIR GALT 2 (G ) £ T 9p13,
GU 7R I T B SO e ] (g ), gt TR5E GALT ANRBA L, ILAMAA I3 — 5878 B (G, L4l & i
(G"G”) RAVIEH H GALT WEVEREAR . 3X— 21 S0 B P LU G 1 6 FhoBE IR, AT i A
SRR R WK 9-4,

#9-4 GALT ERESREXR

HEZ BHARE/ % TEXIBEEE =8
Gt Gt 91.2 100 1EH
Gr'Gi” 7.6 75 1IEH
GGl" 0.16 50 EH
Gr'gt 0.96 50 1B
G’ gt 0.04 25 Y SpuE 3
gt gt 0.0025 0 A ZLBE MAE

(Z) AErE-6- BB s IR =
5 & M -6-1% R I S Bt = SiE (glucose-6-phosphate dehydrogenase deficiency , G6PD deficiency )
- (OMIM #305900 ) J2 Fh T4 4 Bt - 6 - B R M S0 (GOPD ) L= i 5 |2 Y —Fh e L Ay X 2 AR B e A5 o
R L BRI LSO LR T T 2L R LB SR R
MBI LI, 790 SR GOPD B F AT AR . (AT 75 R A T
ZT 20 PN AR LA TG U Dy 32 AEALA /D i 1) I SR e BRSO 55 8 . GOPD JE IR ISOME 55 1t
ARIR AR P S R BRI G LA 0 - 6 - BRR /R IR 6- Bl Wt DR R P G , IR /1

130 &



ENE

LS J5 T T i M — A% P R R (NADPH ). NADPH 1R Mt EA , 2 SR N B 2R R s, H
VEHZ — R4 RR 4 D B AR B3R R AS o I8 B AR A3 e K mT LK B A= o A A B b = A2 19 1,0,
WA H0, G 72 AN AR s A - 6 - R IR I SR B = 5 FR 3 T GePD i
REAVR., 22124 L PR 20 A o e P O 52 6 1 A e, AT ™ 26 R 051 NADPH,, 520 GSH AR AR, 5
3 H,0, HERR, BUH LT 40 MRS A7 S A PR 407 5 [RIB 1,0, 483k by & =i, (2T 25 1 B B 2F 93
PSR i s S AE LAk, I 2T 3R 1Y 4 SR REEAR T, 218 (AR R Heinz /IMA, A Heinz /MA
P21 240 M AR TEAEREAIR , AN 57 388 ek Al P 5 i 4 L P BR3P R 0 A8 M

G6PD FEKGEN T Xq28., WG+ A, Lt Ze &l e BA AR RIE . HF RS 2otk
FA T AN PR AT — X GOPD S5 k[, BVHEF A 70 S 7 e PR RN 28 AR RS 6 PR, g P — 2% X e
CRTEIRNG P A A BEAILR 1 (A5 L M2 & PR N 3 A LA A T M B A A S R R T O —
P A AT AT I P Y S8 AR TRV AT S D) R R A o R A 3 T 114 9 2 T A B PR A R 1Y)
EL Bl a7, DS Ao e 2% A TR 6 B0 GOPD il i M 11 B 8 FAAEG, PR L, GOPD k2 iE AT it R B Ry X i
BN ST A W PR AT 5 A SR b i A T ) S A AR 57 e DR 4 AR %) LU B8 5, MUK 23 GOPD Bl 1 11
IR RERARERIE 3 . BRI (4 7 AN REAS Y GOPD TG M IF 3 B Lo PE 2 & F , B RS T2 46 1 3 s
g S OP EE @R

GOPD B IELE B 12 o045 A R 4 fC N2 3. (EAHLIX B A S RE PR % 2
B TR KR R M AU . T ARDUR AT 8.6%, 25 BRI R ik 17.4% , 67 4 N
B, GoPD HEN AR A S gL R k. E A WL GoPD HEH 2 AE RN ¢.1376 G>T .
¢.1388G>A .c.95A>G J c.871G>A, A iFHEZHT, GOPD Bt Z hiE SHUIEEA E , = s G6PD it
AL AR | R Tl 2 3 S e 1T RA% R 5 ) B AN - S- WA IR, X LA 5 21 PR BT 38 3, L4
i S A W2 s D, M S e ) 20 MO B B A /N e AE T AR BTSRRI

(=) BECFTE

BEIEIEFUE (glycogen storage disease, GSD ) & —2H F LB EAC IR NS 505570 A5
it S5 i MO (SRR S AR AR P YRR e o 78 2 SR R LI (B AT A AT 0 IR 2 R 5
Mo AR T e B AN ), AR S REURE 230 T~ VIR (35 9-5), B& GSDIIb & GSDVIIAL Ny X 3% 43
Btz s, Ha oy w e @R Ba ks, DL & .

7 9-5 FERICRUERILMEE

mE OMIM TRPERYES HEEEN &EBR fEIR
GSDla 232200 %I bE-6-BEER T 17¢21.31 AR JFE R AR MBS B A KGR 2E
GSDIh 232220 A A - 6 - R 11q23.3 AR ] Ta 28, SRR AT AL/ 5 T i
BHE pEfS
GSDIe 232240  fHIABERRMLKEIZEIT 119233 AR [] Ta Y, SR APA 20 el ke D i
[

GSD I 232300  «-1,4-#%HELEE D 17¢25.3 AR O S W B

GSD IIb 300257  IRBEAHHOCHER 1 2 £ Xq24 XR O Sy WLTE ) AR
K (LAMP2 )

GSD I 232400  FEHY-1,6- A B 1p21.2 AR 5 R, (AR

GSD IV 232500  BEIES SRR dER (1,45 3pl2.2 AR FFRER, R4
1,6) R |

GSD V 232600  NLWEER LG 11q13.1 AR WLTE T, Wlz2E
GSD VI 232700  ATFWEER LG 14¢22.1 AR R IMBHAE , A= KR % , BH & i TR
GSD VI 232800 UL S AHEL G 12q13.11 AR WLEZE  ITE s, U DAL 8 AR

=z
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EEN) =

132 0

FIREZIRR

gk
w2 OMIM TRPEAYEE HEEMN =EHN EIR
GSDVII 306000 o AFEERRILES b T Xp22.13 XR ERAUR MRS, R ARG
(GSDIXa) PHKA2 e R S N ] 7
GSDIXb 604549  WEFRALMEG b #MF PHKB  16q12.1 AR JHFR LR AEAR i A
GSDIXe 613027  PHK G2 16p11.2 JLEM RS, PR L S K

DRDBE I B AR BE R 8 2 T 17921 H T2 A 3 4 W - 6 - BT A 1) B DX 9728, A 2 i - 6 -
FRBEGR G , (AT B S RS 2 Pl L BRSBTS MRS AR, ™ HE i 2
RHMR PR

A IE FUAE ( Pompe disease ) & 9558 1/20 J7, HBURIEF & i AE 17q25.3, T «-1,4-4]
e MY G LA ) 9 A8 5 R TR A A - 1, 4- R4 W I A0 ol =, (08 D Ak SR R 3, 3 R ol O A
JRHERR kA8 RSO WL A B I o I — A LB I R s, 3 rT LG LTS ) O R K 8 T
O g, WA R TrEILIC ) SRR s AL T . H AT AT LU S Myozyme A
PEATIRYT o I RIING L o= 1, 4- A4 1 L A R B0 P22 28 R AT P Hi2 W, T LA 280 1k 28
JLHE

(P9) FhSHENCRUE

2R E N BB L ZWESS S IE UM 1, 454 R T R A AN o5 1Y T 22
JULGY o 220 R CBHIRE IR RN 22 A M Bl Mt 2 s i) B R D AT iU i . 2B 2
HRAIE A 2 B ANR 53 R ER A B B SR 3 (B2 B IR 3R R A o 3R R ] B R 45
R WE I i 5 B PR A K A 2 5 |, X SO 10 35 % e e T 8 2 Bk 22 MBI A A 56 4 T 25 R
TV B A p 3035 Z 5 BUAE (mucopolysaccharidosis, MPS ), £ L2 HBUAF IR 8% S T 255 A
B3 8 T WA SR, 28 AR 2R 2 W AT B LI PRIBCHR D o AR ] 3/ 22880 b [Ty XS
PR L, A A LA Dy G (R e tEisi i (3R 9-6).

7 9-6 FSHEICIRERISREY
EEETR OMIM TRPEAYES HEEMN BEAR FEEIK
MPSIH 607014  «-L- 3K BEEETR G 4p16.3 AR FANER AR AT HEAT IR
& HEESSH 10 ZHIAET
MPSIS 607016  o-L- SCAHAHE AR 4p16.3 AR FAER R | s iR B
KA
MPSII 309900  SCAARE-2- B R BR Xq28 XR BIET R, B e
MSPITA 252900 iR £ B2 A R TR 17¢25.3 AR 2L, AR BB R
MSPIIB 252920 N-Z.Bt o- R 3L R i 17q21.2 AR [ I
MSPIIC 252930  ZPEAHES A o - ZFEAG %) 8pll.21- AR El
Wi-N- O BRI RE il pll.l
MSPIID 252940  N-ZBk - EEEEHE-6-5 12q14.3 AR [F] |
T i
MPSIVA 253000  EFLWENG-6-FRERELFRIRMERE 164243 AR KEBRLE, HHEH AERE
MPSIVB 253010  B-PRLIETig 3p22.3 AR Y  SAE & B AN R A
b RERER
MPSV 1bFolE MPS 1S RIFRZ K. MPS V #l




ERETR  OMIM TRFGAVES HEEM &EEH FEEIK

MPSVI 253200 J7 AR ER TR B 5ql4.1 AR JEE AR AL O FRAR
I 4T A A i A

MPSVI 253220 B - AL TR T 7q11.21 AR JERR, B EEAR B
(5

=. aEZREhSEER

TS5 & LR Bl &2 A SRR , (R P9 i S SE R A 5 o 1 ™ AE S S MR A R o 1 — st
TR . F R SRR A s (% s A8 AR PR A R | 1 Ao PR DR PRI 56

(—) KRERREE

TR JR i 2 P T AR PN 2 TR e R B 5 | % 3 A% A , 2 — i e 7R S e AR 183
BEidPEB . RN AR R IR 2 — , HLIR N 2 2/3 1 2K TN &R 76 K TN & R L il
( phenylalanine hydroxylase, PAH ) B 4E FH T 7 JH- 20 M P 9 5% Ak R 1% 24012 (tyrosine, Tyr ). 4N, AR5
o P A A D S WD ERE (tetrahydrobiopterin; BH4 ) 1922 5, 1 BH4 Y& BUHCHT T~ 5 1 =ik
12 BR AL 7K 5 i ( GTP-CH ). 6- P R 15 IO 40 85 1% 5 il (6-PTS ), — &0 A Wy W WE 38 Ji /i ( DHPR ) 7 1
W8 -4 - FH R I K B (PCD ) S5 EES I AEAE , RN A TRICIE AR WLIE] 2-9, PR, BR T PAH i 5L A i
Ff, GTP-CH .6-PTS .DHPR il PCD 3 DU} itk iy 5 DX A5 B0i 58 22 #B AT G- B0 7 g 28 11 A T PR T
Rife, T 245 DR U Ay T 2 1 £ R0 6 A e, T B0 PR i R 24

MR L A S0 1 I B 0 A TRD I PR L Ks PAHL i BRI B0A) PKU FR R 42 8L 1 PKU, TP-CH
6-PTS .DHPR F1 PCD Z— Y EIE T 201 PKU FRAHEZ MR PKU,

1. ZHEBIEREEIFRYE ( phenylketonuria, PKU) (OMIM #261600) E AT 1934 48, B H R
rhHEME R PR TN R R 114544 . AN R IR R 24 1/100 000~ 1/4 500, Fe [F &5k 5 204 1/16 500, LR
PKU /&%t T AR R N R ARG (PAH ) S = , TN 2R AN BB A4 Ry 1 G, 12t 70 S 2 D T 7 A
ARFLRITAER N B, I S BUMIBCR PRI 2R 2R S AT A e b3 22 (OLIR] 2-9 ), [R]Hs H T s 4
PR AN, SR e 5-F e Y-S T RS M A = |, SRS RGN IR E . I
IR RGN R BIRLE , B2tk B & ML R GRSk & SR8 0, 500 , W5, Rk i) BRURE LR IR .
SBILTE AR S AN B AR BRI TR EAYT (58 L0 RS RT3 (8 i 35 ™ 8 A ) R B el

2. EBRBURPARRFRAE ( BH4 deficiency )  ZEZLE i DU S W04 5 s A A F o Bt v T it
BL G TP-CH .6-PTS .DHPR Hl PCD Z—l= B, DU A= Py Az i/, A8 S R AS RE F2 Ak A i 1
IR RIS 2 T S-SR e A5 T B 220 SR B =, INTE P 22 RGT DI RER 3 , B AR TN
Wi RAE o G RZRILA B R LK1 58 R R BIREAE . JE4 I PKU B — M4 R4t
SR B R ™ L, ORR 2 N M PRU (I RE A UL, 2915 1%~3%

(Z) Bt

FIA Calbinism ) J&—ZH B H ULAIHR | B2 JEk B R A B A G 2R = BT | g A PR B2 S , 7
FAREREIE AR RIER AR AR RS o ARLR G AR AR CAE R BT A SR A . HR IR

A 2 do i WA — Tl A , BT L PR R S8 S v AR B0 2L BE P AR [R) oy 4 B

MR K J P9 A3 TS ( OMIM #203100 ): BB HEIA 4 i 2 (tyrosinase , TYR ) FEJH (OMIM %606933 ),
TYR JEHE LT 11q143 4 5 AT #4557 2 384bp, il 520 MEHRSRIE AR T
60KD [ R R, IEA RO T, AR S SEAA  f is ZR A R RRAB AL T , 22— RIS, B AR
ORI TR R R 5, AR Z , BOR BEA RO A RS Rl SR R,

RAGEUHL YR ORI Z MR A BF 2SR B Rk RER, 2010 B S AL,

BEER

S
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ESIRE IR

FE MR I O PO FETIE €8 2%, T PN L A2 IR AT (5, B, IR BRI, W A ) 5 o FR A R BROGgUeR
TRIPTT 5 | B2 B R AR AR, JFF5 A S JIRARR o 120 R 24 1/12 000~1/10 000, 523 Y AR R M 5%

AR Kz Bk E AR T2 COMIM #203200) 1 B0 55 I 2 0CA2 J5 B (OMIM *611409 ), 55 X 5 7
T 15q11-q13.1 % 24 AT, 55 5% 7K 3 186bp, 4l 838 & FEM sk HE. A AR X 43 F it i
110kDa o7 TRRER/IMARE RN . RO hoE BIFEAN R R MELEEANHERRA
o OCA2 FEPI =4 BB R A BT YT, SEH A8 5 i B R A b, ;R ik B &
IR SRR B = o IR P, B 2 8 s 68, AT RO Bl €, W PR L ) S o LAYl
PRAERAL TR Ry, (i AR B R R A D it (R DT . B YRR kg .

HR J JEk F1 A IS ( OMIM #203290 ): B0 4k P oy i 2 IR il A OC A 1 1 (tyrosinase-related protein 1,
TYRP1) [ (OMIM *115501 ), TYRPI HEPHZEN T 9p23, & 8 MMNE+F, sk 1K 2 848bp, 4t 536
ANGIHERRGRFE , A AHXS 43 F IRy 61KD A SR BEAH DG HE 11 1,188 1 A AR e Bk = R B VEHT
SR TR AR R RN KR, WK LT, 3553 F A IR B R Bl R, 52 e AR Bk 4%

HR B2 IR F1 A IV 2L (OMIM #606574 ): Bk KA IEAH e 5432 2 1 ( membrane-associated transporter
protein, MATP ) (SLC45A2) 5K (OMIM *606202 ), MATP K€ T 5p13.2, & 7 Mo+, 5k +
K1 714bp, 4t 530 N IERR IR S, A= BUHXT 737 itk S8KD A AL s TR . A GRS
PSR B2 R AR TR S, 20 Y R RS

(=) FREEZIREE

1902 4F, 3 [5] 25 24 1) IN B2 4= Archibald Edward Garrod 112l W5 T IR BA R JR E (alkaptonuria )
(OMIM #203500 ), F &I P HA FIGERENS . Bilan, R filrh &G s AR, (0
HACKFIEHR o Garrod MILTEZL T 40 A 9024 William Bateson (Gfi— ™M FH genetics FZ-E), A T7E
SE[E A AT T A R S S —BOA N R RR PR da AR B R 145 0 . MG, PR ABRRPRAE Ay
NS E IR L . Garrod J¢ T IRABRPRIEIHEN T 1958 4FfH LaDu % T LUIESS . 52K,
Garrod MBFFE T A JHEZRR PRI AN SO PRAE SN , DT FR IR T Je R RIHIEE” AORES:

PR PR PRAE 5 e LR FE: , FLEOR R R PR IR R 1, 2- X048 (homogentisate- 1, 2-Dioxygenase,,
HGD) 2 B8, B T HGD SN PG S BUR MR E LR = | DI 7R 9 AR A i R SRR AN RE
HE— LA S B TR U ik 22 (0 PRI B PRHE ), e 2 b OG5 A B AT, X Al
FEAESE ILIBTEE Pl R L o , B AR I bl T PR R K B O T35 40 2 215 | E2AE #5995 (ochronosis ), 7 FZ
Jok T E SR LB AEAL R RS o PREEFRRUTRR T 5615 AR Bt 98, S DR o

0. ZEREEERS

H1 5 5 A 00 i & 26 IR, S S0 P9 P A TR A S T ™ A 0 R A A T A 35t A%
F LA BRI 0 15 U NS - S WS B R A M AL I SR B SE R Mk HEi &5

(—) REIE - BIE B E L T BR ERPAE

1964 4, Michael Lesch Fl William L Nyhan 8438 73X —F 6]« L& VEPE U 25 w5 A
CUINFESA T, B0KE [ O R A 250 I HR 2 22 0], B LI NS 2 B 5 1Y, — 3 b TP ik, —

TSRS TP B ARAT N o A B A FOBE X A #R A Lesch-Nyhan ZE5-1iF ( Lesch-Nyhan syndrome )
- (OMIM #300322 ) 8 [1 5255 ( self-mutilation ) Z551iF o

AP e TR IS B A R R AZ 5 A2 IF (hypoxanthine guanine phosphoribosyl transferase,

HOPRT) BRIAPTECHO: . HOLRR HOPRT BABGAE. HGPRT P R B4 I R XL
P P 2 SR 5 M A RO 1S ML e DR PR, BB A 22 R 2
SRS ST RS (1 9-8 ).

UV T - I T ol A W P % Tl R A 2 X B B PR 38 A% , BOW SE Rl HPRT 5E 3 T Xq26.2-

q26.3, BAEZ N FE, B RO BOREE N o A A4 M T 2 Wz g AR .

136 0



(Z) EBMTER PRPP

% 0 VE T J 9% (xeroderma pigmentosum, XP) ('—‘) l & ")
(OMIM #278700~278750 ) A — Fh# Ye ik gtk i % SR
9, I AL 1125 TT V0 A TR R A 2 | Y
“DNA VIBRIEE R4G:" Difiesz i, AR 05 bR 22 4h Y :
L8 T 1 W TR, BB £ SO AR A ML 5 2 2 - JP A
AR B AT, BT A RO AR . AR TE RIS H l \ /
FNF AT K. K R B B, H RS AT _ /
HBRLLHE K (R0 T S A RS st it L |
B B4R R I ST R 2 ADA l T ,ﬂ \
B T 2 D e | T e S —— FRLE e,
ORI, WA REREN TR . WASHTTRYT, l
BEHEAE 10 ZHRIHET, 1/3 AL 20 S HTHMR Bk sss Bty
BB RTE T |

I BTIZ0 0T 43R 8 F il 8 A~G U 1 A 5 K
A B IE 1Y A A B0 BT XPA ERCC3 XPC . 9-8 IEMERENIRE

ERCC2 .DDB2 .ERCC4 .ERCC5 .POLH %

h. IEEABHEER

BB L TE B A G R P AR S M B O Bl = BT 5 | S st A e . 20 T iR

T REURE EEARIE AUAE 2 AR KR ( Gaucher ) 2 - B2 52 I ( Tay Sachs ) 755

(—) XiHis

KPR ( Gaucher disease, Gaucher J ) X FRA ZIHHIN IR , f2—Fhist (PR I , S AR
PG . FEIEH BT TRYE B HiZGHEAK AR (acid beta glucosidase, GBA ) AL AN F ARG 70 %
AR 2R . A02F: GBA FEDK (OMIM *606463 ) & A 5848 | BTG PRI, B2 1 I 200 Py A i 2
T i AN BE B e — K i I R E IR A JE AL Gaucher 4. X SEANIEAELHLY B B AOIRIE 5 | PR
o ARIEIGIRFIL, Gaucher 51T 23R THS TIRUFI Y, 341 GBA FEH AR BT 8L, BUR LR T 122,

17 Gaucher Ji% ( OMIM #230800 ) S5 UWLAYZEAY . HIlfG PRAF AU S TC IR R PR X s 2 R0
SR o RS AR AE LA H AT, 38 224 LRI A KOR B IR 2, IR (Rl 48 & 1 Tk
), A 2R M A D , B8 Gaucher AHARIRE , £ 55 5) A AE RIS igE T, A AT B
AT (1 [RT R AU BRI BT, 5 BB, 10 22 T e AR R DiE . BEm s E R
A B LB BRI ™ 8, A LR EE RS, L B WA G RAEIR . 83 F K B-GBA B M K3k
I B R S AR R AT A TP RIS . R ARIERYT B BB I T A MR AR A B IR T IR

17! Gaucher J5 (OMIM #230900 ) Ay 2Pk HiiX h 28 22 4052 B, 2 UL T 2L, i & e v, (L
AR 2 IEE SR, 2 ZRIAET o I R AU B4 LI S I i 4 B g A2

Btz S RSN RAE SRS R AOIEAR , BN IR A= OB 22 S S A Jgage s Wi e A AT R
ME S B0 RO BT S B SR A UK TR R S RS T AT A
FEOLH P IR s S T AE T A, I — b S 5 B 1 SBT3, B 2 [ I B

Gaucher %5 ( perinatal lethal Gaucher )o

T 7% Gaucher J (OMIM #231000) S5 22 Pt KA 28 3 5532 B0, FUIG RS AR o At JR AT
Y Gaucher 5 A2 . Hep] BRI, BESS M BUALTE JTH Bk SRE R . T Gaucher J5 LR34 A
B.C =ANTEAL, A B0% I IUNLREZE AR 5 1B AL AN B MR LA PR BRI A5 5 T C A

BFEAA O MR

BEER
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ESIRE IR

136 &

(Z) 2=-FEselns

25 -7 T W ( Tay-Sachs disease, Tay-Sachs i) (OMIM #272800 ) J& F # &7 H R I AUm , MFK
Z NG RER T To , 5 Qe AR MEE A% . Im ARR IS LA T Pl B M R , 2R 2 LN 3
W, 2~3 BAET . AR TR LR AR

TEIEF AT, BILC S A (hexosaminidase A, HEXA ) 84k GM2 #1235 H I8/ il GM3
PR IR N- ZBEE I FUME . 29 HEXA =2 B, GM2 #1285 11 5 70 it 52 6 , 7 i 20 200 N e
BT RHA T AR TORE S |G RIS . IR E RPN AE KR B IR G X O Rl i ek,
T D BRI GR ; B 0 B PR IOBR TR AR o el TR ST AN e T GM2 Ry
G, A0 RO T 0 T 300 1 €, %) DX 2 R O S o 28 A L (8 R DXL 78 Dk 2% e R, A
MR B Ao A ] DA IS W SRR (A o o IR 50 T 7 PR 28 R G0 rh R IR SERIR P 25 241 ML

HEXA FEH (OMIM *606869 ) {3 T 15q23 , U LS AR S 574 B AR A% . AW CEEA
RO AT IS WA BB RH2 . AR TR AR A B 5 Jn A TR A A T LA Big iy . B
G TCA S J5 XA A TIRYT o BAR A TA U HEXA B AIRYT AT LA 4 A A 1) 2 OO
TR PR I M T i , S 156 1) o, (ELR AN REE A O R A R B . BRI, 8 P T2 I8, By 1R AR
JUH AR AT 2 2 1 1% T T BT

REINE

FEPR 28718 J a0 o AR 2 K 1) o s, A L D 0 2 1 B A AR B, F S LR ) R A . T
SIS A pR — 0 S 6 FE DR, By B AT SRR B DR o AR S50 74 2 1 B X AL i 7 24 1Y)
S AN [R] 38 H X 8 AL 4 A 7 T (molecular disease ) 155G KA BEFE G (inborn errors of
metabolism ) PH2E . 439 B4 I LA U0 AR U0 2 A0 S d AR i L 2R AR 1 IR L 9
PEEBRAR 1 BB S5 2 A 5 S RAEA R B AR B b SR A B b IS A B e A% R A
BRI | <5 8 1A e A RSO s A A 28 S R B PR 7~ Rl ol b 55

b K

(B8 )

BE

1. AT M AT e AP S 31 ALt o

2. MR AR A RN BRI AT AR B Y B - P i i A LA AR
3. TH RN ERPRAE 1 SRt 4 7 SRR PRAEIRAT TP Lt 2

4. TIRSERAEACHIR A KL o

: R
-Ared LAt =
BE R AEERUT



=2TE ZEER

[FIER]

1. FHN KRRAXOMSRAE S ERBE R TP WA,
2. W BUE R W EE K

3. BRmALEMBEEREE,

4. R AEMEERE,

5. /RGBS

ARV 228 WL A 5 KM T )8 T 52 4450 ( complex disorder ) YW , LFK A 225 K (poly-
genic disease ), W AR SR A DR R M LS RS R 2RE BT R PRI R A . B A ) AR
W RN SN R AL FEE . BATEIFTEIN R Z R S AL 2, B T RGGE RS, 38 vl ety
1eE EHEA

Z PR S — R R IR TS AR BR . TCie e R S BUR LTI BT B 25 A X
B B PPAT , REEEE EEHE T R, B SRR I R, MELA R — R 28 SR 1 B i U 9, 5 227
NBERNIS AL bR e B i T AR R ST GE T T I I G 45 T T TR R N SS J7

BT | FHORIE

K553 Z8RE (schizophrenia, SZ) (OMIM #181500 ) f& HAT AL A7 0552 05 I BERS , LURS #1G
B FPREEAS UME R AR () — 28005 R R T A D e MRS P i . 23KOK 240 1% I ARE R I . XUE -1
TRV IR REAH 3 240 2B K . FRBIRLAE - (monozygotic twins, MZ ) i Ak — i Ky
40%~60% ; SEHIXUE T ( dizygotic twins, DZ ) K 10%~16%., 31— 7R 1Y & KBS

—. 15D RAERIIEARAFIE

WA 20 (S2) B RRBLLA R A 2 THPHAR, R FRERE R B 2 A 2 RIA T A
BV AR AR E AT L S 2Oy R . — IR E R e R AT
FE. S7 WOREIR AT PR 92T R IR BT R AR . e SRR B, LIS AR SR h &2 718
PEB B W LUBAE S Z RIS TR i Z AR 1 %64

A G O S 1 SR B A A T 0, AR IR RAE RIS W, BT e B2 8iiRi2 . R, e AT v

SR AT RUIE (9 5 R TR J A B T H S A
= D RIEAEIEERE

KA R RIS RUET LA FRTORTE W 181 PSR AER I 73 BE I A iod P ke 4 A e 2
HITER, HAT S A St SRR o SZ ety 2R TN Sk Bt S 2 SRR it A )y s A7 i, S2. 38t
T2 70%~85% , (BA —SE INFREEIA R T ANATIRIIEL A B I A 58 B Rt 22l

RGN (ANYLFE M) 55
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E SRR

- ELRR S R ARG kSR S AT RE S

(—) SBEHLREAEBEXNZRER

173 S0 s A AR AT AR i 1) S 0, T 1) o B PRI T BB (A R I I AR A B | k2 3
BB KU 2 T R A AR R 2 75 (SNP) ZE BT 1L . T ) IR 3L ] (susceptible gene ) J&
Fe S5 HFE P A “PAPE” SCH Y 3 DR ml 507 2 [N, R UL E AR R R BE 45F L 5T I R A
TR 5 L R

LA, Bl NIEFE DR AR ) 58 L N9 2114l itk Jie | iy S B4 BT .GWAS FiEr—14t
DNA P H AR, B v M Se e TV 2 500 28 - K bl - A BTG Sl A DG I B T B R B 2 T
5-FR MO R G0 FIEAT A EIRBEM 4 RGNS AN 8 AR 22 L PR Sl AV 5 1T RE LR A i 70 Z40E 1) b &
B PR f i X 3

1. ENZRER

(1) Z Az R H F T FRPR R ) 2 B e 2 1A AR AR BRI BRI AN ), ] 43 7
KFHE:D1 M D2,D1 FHEALIEAL T 25 %) DRDI 1 DRDS Wi~30. %, DRDI F1 DRDS 1 DL
RREF IR IMENE (adenylate cyclase, AC ), MNIIHTS cAMP S34 11, ;=4 MAs TSV (Gs ); D2 FKiG A FEA7
TR MUATAE AN A5 I DRD2 .DRD3 F11 DRD4, EATT0T LAII I R RR AL BREG 77, 6 cAMP HE/D
FEAAMHIHERON (Gi)o 22 EL R AZ PR BE R 2 A8 RIS Bl 73 AR5 A7 AR B0 1 TR

(2) HTR2A 3N : 5- F OS2 R £ A A8 Je i, o gahn 3L HTR2A T 13q14.2, AWF5E
R IR 20 B I ) S- R 2 A% BE R . JF H HTR2A Z24-7 f I 5878 SR 0 70 40E 11
R KU 2 DA G o I DR foff FH 8 R 55 T S 20T S RS #0925 1 VP SO 2 5- R iz Ak
XL TR S 5- Bl Z AR A BHINT A .

F R 2L BOR I UL 10-1,

=101 BHDRESHIBBRERENMS OMIM &S

BEREEN BEREZ OMIM %S BEREEN HEREZ OMIM %S
1p36.2 SCZDI12 608543 10q22.3 SCZD11 608078
1p36.22 MTHFR 607093 11q14-q21 SCZD2 603342
1q32.1 CHI3LI 601525 13q14.2 HTR2A 182135
1q42.2 DISC2 606271 13q32 SCZD7 603176
3p25.2 SYN2 600755 13¢33.2 DAOA 607408
3q13.31 DRD3 126451 18p SCZD8 603206
5q23-q35 SCZD1 181510 22q11.21 comr 116790
6p23 SCZD3 600511 22q11.21 RTN4R 605566
6q13-q26 SCZD5 603175 22q12.3 APOL4 607254
8p21 SCZD6 603013 22q12.3 APOL2 607252

2. ERRETE KM ZUEMN T8 ALAE 5 (rare genetic variants ) S35 76 PR T
WLEAE A A /BRI A el PR EEHE S R A

U,

(1) Neurexin 1 (NRXNI ) F& [N 2875 . NRXNT 5= [N 96 % 28 ok 75 (1, = 5 00 & G [R] 19 2 fith 3% 422

- NRXNT SRR SRR S R S A

(2) Contactin-associated protein-like 2 ( CNTNAP2 ) JL[F 5848 : CNTNAP2 3K 2 51 40 iyiE#

FRMMIEFLRITE L. CNTNAP2 JEDN 5 AL SR 73 SEAE AIIAE 1% 28 el 24 il 22 0 T RASHAFL G

(3) Disrupted in schizophrenia 1 (DISCI ) 35875 : DISC1 FEPH 2G4 RLRERF ST Hh i — A E 24

IR ESEMARE SRR SR R,

138 &



E+E

XU LS AR AR T 1) R A AR AR B AT T AT RE XA 28 B RN Dy i ™ A B M, DA T 4 o FEOkG
153 SBLAE I RS

3. ENENHBETSR  Kith o S0 1 7 W% VUEAS 52 (rare copy-number variations, CNVs ) j& 45
Juta i i —/INB DNA JPE A48 DIUEUR A AR S | i oA Sl i 0 SR 1Y) DNA 7 B A6 R R i
B AmA SRR A

(1) 22q11.2 BEREFAAE : X 2 5 WS B 7 2L A OC CNV Z—. IZZE GRS J 22 SO fk
) —/NBE ST H AEE DUEOR D . BB 22q11.2 BURZEAE BB R4 ZE 1 XU
WiRTS: i

(2) 1q21.1 SRLEAAE ORI —A> S RUE A DGR CNV, IZER AR M 1 S 4L Ak 1)
—/NBLBR G T REVS M AR 1q21.1 SRR ERA AR SR P A3 2R R T A AL b 28 R T IR
EEP

(3) 16p11.2 HELEAAEAZLEGIEW K 16 S Y AR Fiy—/NEE S, S BB 48 DR
Jin. 16p11.2 EELEAAE SR 2LE AIIE 15 R BT A ) i S 28 % B FEft A G,

(4) 15q11-q13 BRE LA LLE AR I 15 Sk B —/NEEE R, aTREW 23,
15q11-q13 EELEGHE SR ) hG MRS 5 Rt FUR 3 R00E 45 28 B Rem Al DG o

TS L P DRSO S 1) R AR AR AR ARG (L S5 A 2R P DRSS i 2 14 i AF G

(Z) $EABESIEHDRIE

P 3 20 1) G (o A A8 248 50K P A3 40T AR AR DI e R AR A BB H Y S . ik SR L (R
WA AR ] BRI AL 1, A BRI R B i R h R A 2R

M 20 TH2E 60 AEARTFUf , T HRIE ARG Pl o3 B4 B e 0 1A S 5 ISR 4% - OBt G A7 o5 -
824 45 QR E AL W 1 (157) (p225q22) 455 D> =K U1 5q11q13 FRIr =K% L5 5 : —
SERFSE R B, Y AR SR P43 RE 1 XU 8 I AF G ; OB R S8 - 1 22q11.2 BRRZRGAIE, A 7E
22 FYAAIRAY q11.2 KIAEERR B E , BN RAEM R B S0 AHGCNE T e KRG AL
ARG AR REATRAE ;DX Ye o i i FBbfff oy & B, AR E T X YOI (K 2500 S8 SR 140 240E
MR I, T FMRI HE R4 3 AT 68 T 30K 0 2450 o KU 3

BT | ERR

BEIRIE (diabetes mellitus, DM ) J&—Fl N 43 W RGP0 , J& ki i I SR B AR IBiRZ —, &
BREVA 53T ACHAE N EABEIRGG , T3] 2045 245200 6.93 ACHUAE N A I 2017 4EGETHECAIG K
50% DAL ZEWURIRMAS 22 G0 A IASE T &0 (O ILAET 0 R DRI B0 A i s 400 Do) s 72 R 4 2895
8) SEME R R AR FIAE T E B, FRIEVE R A58 7.97% (2015 ), T it F-F 247K F-
(5.71%).

— . VEERIERIImPRIFIER 1336

Rl P A — 2H PR TR I R e = SOA LA X i 5y SR AR 5 | & AR B R 5 oy S AR R LR AIE , L)
MU R BEARHE . RICH LR 2R 2B LGSR A AN BE SN RIRYT A T REP
Az —ZRGVHIHIAE , ARCo il 100487 SR AE A AL 5 A 1 FRE AR LA 7 , o 28 28 TS SRR 5

Fig B T A H 2L (WHO ) S = Brobl PR 156 B (IDF ) & G220 19 380, B PR 43 Sy 1 BOARE PR
(diabetes mellitus typel ) ({5 5% ).2 BB IR (15 90% ) GEURBE IR (15 4% ) K HARRIAR S RUBE IR (5
1% )4 25,

(—) 1 B¥ERS

fAIFR 1 28 DM (OMIM #222100 ), IHFRIE S AR RS (insulin dependent diabetes mellitus, IDDM ),

=z

ZEER
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E SRR

B T B AN [ HLATIEREIN 5 0k, (145 B A0M sl HiJtish 22 A0, 7R BRI I X (2
SR EE) VERITR , ARy SO 00T , 7 A 18 B AR, e 50 5 A M R, TR 02 2% 0 A, Y T Ay
DM, IDDM 1 HWHAHEAERUE IR (juvenile onset diabetes ).

(Z) 2 BUMERS

I F 2 74 DM (OMIM #125853 ), IHFR I [ & 2 HOmi A R (NIDDM )™, Ko 220 A M8k
B, R B S SR 22 5 B8, A2 Bl 28 5 g sl 55 T BUR IR ) Je Z2 8 IR 2 A DM A B
ARIRIEAS, LIRS B 21 A H sl T 15 3R 43 WA IR P i 28 AR 88 B P I 5 R 7 AR B, S BOBE R -
BT PR 2 B 16%~39%.

—\ BRRAREREEREE

1 A1 DM F1 2 %Y DM (95 R A AR R 22 57 (HERA S35 a5 1 LAl

(—) 18 DM R&EHEERE

R RAE 1 AU PRR & hR E HENIER- . MZ &R —8E29 0k 40%, 110 DZ &9 — R
h 5%, SEiER R O XU 29 7%

1. HHAS 18I DM  HIA j2 1 % DM S22 Sy BRIk, il e 40%~50% (1) 1 8 DM 13t f% 5
M, I H A2k HIA-D X[ HLA-DQ \-DR 3£ . HLA-DQAI*0301 \HLA-DQB1%0302 \HLA-DQBI*0301
HLA-DR3 1 HLA-DR4 55 1 % DM 7 CBE, HLIA-DQ o 5% 52 (v AR 2R \HLA-DQ B 55 57 1 AR RAH,
R BnXt 1 AL DM A3 8 . HLA 1) 5 B EVE IR fr AN LR B, i 224~ HIA L
ZH A B BRI I = A AR 80 . TR HIA 1T 2R PRI S St R 5t HLA-DRB1#0301-DQA1%0501-
DQ*B1-0201(HLA-DR3)F HLA-DRB1*0401-DQA1%0301-DQB1%0301 (HLA-DR4-D(Q8), 5 %] 50% (%515t
FEFFK  E AT AP AETE, 15 DM AT RER) HIA 5 8RR}y HIA-DQAI*0301-DQBI1*0302 \HLA-
DQAI*0501-DQBI*0201 ; 7] RE AR I BRI Ky MICAS.1 %5031 B[N 454 HLA-DRBI*03-QA1%0501-DQBI*
0201 F1 / 8, HLA-DRBI*04-DQA1*0301-DQB1*0302, %%t HIA PARRIAEEAEFIHLEI A2 48

2. 518 DM REBXNZRER Hure M4 U C 4uie T 60 45 1 B
PRI RS AH DG B AR HLA 7 5o 3 B8 S 32 0 5 G008 38 498 RN & Je (1) B A R O, 47 2 i g v
40 JR 85 2% L PR 3K T A0 BTG A 3 R 7 SO, b IDDM2 BB AL INSVNTR € 3i T 11p15.5,
IDDM4 {EUR L FGF3 5E 4T 11q13,IDDMS A0 & K SUMO4 7E 7 T 6¢25.1; TDDM12 fif fi ik
FE CTLA4 AL T 2q33.20 HAYH 10 24 1 5 DM A e 3 DI AR G2 (AR ) 58 A7 X B 43 1) S . IDDM 1
(6p21.3).IDDM3 ( 15¢26 ). IDDM6 ( 18q21 ). IDDM7 (2¢31 ). IDDMS ( 6q25¢27 ). IDDM10( 10p15.1 ),
IDDM11 ( 14q24.3q31 ).IDDM13 (2¢34 ). IDDM15 (6q21 ).IDDM17 ( 10q25 ).IDDM18 ( 5q31.1q33.1 ).
IDDM19 (2¢24.3 ). IDDM20 ( 12q24.31 ).IDDM21 ( 6¢25 ). IDDM22 ( 3p21.31 ). IDDM23 (4¢27 ).IDDM24
(10q23.31 )

(Z) 2 B DM R&ERIEEREE

1. 2 B DM HUIREEMEHR 2 A DM 2R Y e B 2R, BBRXUE - 2 B DM 19 & —
FOR L 58%~91%, 1757 IIAUE T LI —BCRIUN 17%~40%, A5 EAE 2 B DM 1y &L Hhin g

FEAAE, PTG PR 2 AR 0 RN 2.4 £ 15%~25% 1) 2 BORE B IR 10— 90K
RSt UM e 2 AR O PR B, ISRACRE— D BT 2 ARG , H A (80 i) i 2 AR
IR RUR Ry 38% , WIS AR R B 60 B, AR 2 BB BRI B R A R 60%. 7E 60
B LLE A [ AU S BRI — B3 R 35%~58%., S ALMIIG A 17%~20%. i i
AR, WA T [ AU % 9 — Bk, FTIA R 88%. 2 78 DM & A 5 R R TR R (L |
- IRATRRRH NS TR AR B

2. 2B DM RIS RERE  FHETMIEEKE 2 % DM GWAS J&xt 32 MR AT B2 7.4 TT 96

BIFN2 82.4 JTA IRAZ AL ST (meta J3HT)o IX T4k K 24H SCHRBIF T AE 1 243 BB AL 43T

140 0



E+E

BBl N SR DR S . 328 GWAS RSB 1 2 2 DM Holad 17% myR AR

2 R DM 19 by KR [N 2 A0 46 4 R 28 (DI &) R 4 is S AR G HE A, 4n KCNJ11 . ABCC8 INSR .
GPD2 IRSI F IRS2 45 ; QA M A Qi B ARG, 4N GCK \SLC30A8 SLC2A4 (17p13.1) 45 ; DPR AL
S AR SERLA, Il PPARG Ml LIPC 25 ; Al 5 2 %) DM AH YLD, 0 HNF4A IGF2BP2 .CDKALI |
TCF7L2 \WFS1 .HMGAI .ENPPI .PAX4 MAPKSIPI MTNRIB .HNFIA .HNFIB .RETN AKT2 .PTPNI %
(£ 10-2),

#=10-2 2 BERBEHOBREREMNS OMIM HS

BEREEN HEEZ OMIM &S BEREEN HEREZ OMIM #wS
2q24.1 GPD2 138430 6p21.31 HMGAI 600701
2q31.3 NEURODI 601724 6q23.2 ENPPI 173335
2q36.3 IRS1 147545 7p15.3 1L6 147620
3p25.2 PPARG 601487 Tp13 GCK 138079
3q26.2 SLC2A2 138160 7q31.1 PPPIR3A 600917
3q27.2 IGF2BP2 608289 7q32.1 PAX4 167413
4pl6.1 WESI 606201 8q24.11 SLC30A8 611145

5q34-q35.2 NIDDM4 608036

B=ET | XSEEIR

WA W (bronchial asthma ) (OMIM #600807 ) il KB ity , J& JL 2 A A f5 5 AL A 1 P A% e
PG Z — o BRI P B 3R 4.3%, 204 3.34 (L NZ B, #5222 AR K, RIkE
TR TR E S T i AR

— . EmAYIlmPRAHIE

I i — ol LA M ] M 2, e S5 P I B R A T i PR B S PR | B = A, HL
A XA o M i T TV IR R A AP , S R SR B ] I L PR X 22 el R
PN g o IR IS B 2 14 32 PR 2R A A A 0 LR 2 IO T 285K e I R 2R Y B
WETRTEAN MR R L R e E A A o B 2 U IRBRIRAS AU A WREAL , S U R e ) A
TR BB AF B HPRAS o SCVE N A AL A2 2% 20 I R B AR AR ], 2B H 1 Sl ) S5

( heterogeneity ).

—.\ EnkEREERE
T DR ZRAE I M 9 P ol 70 B B AT, TR AL R AE 80% Zedv . W AT IR AN VR 260t

T I g £ I A A i S AR L 12 i S 38 B R OC Ay e g 2 B ] S 04 G 283881

PR Wi A RO A R 2R | 30 TR R W AT T RICR

R 3 DA W i 2 £ 22 R D T R S 2Rt A o % DL 5 TR I ] 43S DU, 5 I 22 2k A Wy

. O E /-0 0E RIEIEP, W0 5¢23-31.11q12-13 .12q15-¢24;

SN 1B RN

B, 0 HLA HUR R GE TCR FE 5 QR MR 0 P i B0l i SO R BRI, 40 B, B R R g2 14

FeR ;@5 AE gk A S SE RAEFEA U0 IFN-Y IGF -1 NFkB J:[H

UTAEARBEE 73T W) R R, TR N Sh 3 T A e S DRk 5 {7 e ik 4 Bk PR L G 5 3

W5 T RCETE 5 RHE IR (36 10-3 ), HLrP st 5 DA s s (30 v e S e 20 M O B O i, T

ZEER
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EIEE 2GR

#10-3 SERLKEEXNEZER

Ihee HHF
Z 5N RN E A RTE ORMDL3 ,GSDMB, ZPBPW ,IKZFE
eSS HLAG,FCRIA,CD23,0PN3/CHML,CYFI1P2,IL4,IL4RA ,IL12,IL13,
GATA3,STATS ,STAT6,TBX21 ,PHF 11 ,IRAKM
LA IRAKIM ,TLR2 ,TLR4,CD14,GSTPI,GSTMI1,3,5,GSTT
B TR MR 2 MYB,WDR36,ILRIRLI ,IL33
LR ADAM33,UPAR ,NPSR1 ,IRAKM ,IL13,COL29A1,TNC
it R fE FLG,SPINKS ,CTNNA3, C11orf30,COL29A1 , PNEDRIN,,IL13

() S SRR DR A5 I BUAS T — 2L a3y, 940 Haller 25 AR Hi i 126 35 PR 5 % S BCER Y 6 AR % 1L-4 S
FITAEA s AT I PR 5T, & B0 G ) 25 AR S, 9 i /s 128 S 55 I Wi ) 5 B OG5 1T Rogers S5 AR
PeE i vifE Y2 T DPPI0 .GPR154 %245 JRIEA

B | FIRREEE

[A] SR e T 2195 ( Alzheimer disease, AD ) ( OMIM #104300 ) &Pl 2 o470 & R I B e 2B 1T
PR . RN AICIZ I REAR WAL, B W A WG e I AT DGR | A & Ml 2o pore Ik A T4
B fi

—. PR BB RYFE

BT IR P v SR L B B, SRS AT M N B, B 2, K D RE BB v BE S SR & B, Bl 7 R4
SR IR R AR A B s PR L DICAZ B il R N s B BE 140t 3 5 JEL 4 R T35 E o it
. PATIIRERERS , L A R T R AR 25 e MR R BN R IE . — 80K 65 % LITT & 0w & , FRF%
PR, H RG24 RIZS R R 65 2 VLS B B PR B A B A0 , B & 3 A H L ; Lhidde
ik R A SRR

= FRRBEREAEREEREE

e PR BT 2R D 300 11 g v R 3 BB T, e B D OGHR AT ST (GWAS) AT T figp sk A2
ZRPIR RIS BE TR B . HRTITTE A B 50 21 HEH S AD A156 (K 10-4),

BT 7 P e B A BIAR A5 2 Tau 2 1 SRR TR 22 ST NI SR 28 2T 2025, S 22T R B D)
FAK . Tau A H MAPT &R 4%, & 60T 17q21, EBAEMZGITHRA EMEE ARG SERE

#10-4 PRXERFEBLEEENMS OMIM RS

BEREEN HEEZ OMIM &S
15¢q21.3 ADAM10 602192
7q36.1 NOS3 163729
10q22.2 PLAU 191840
17q22 MPO 606989
21q21.3 APP 104760

19¢13.32 APOE 107741
14q24.2 PSENI 104311

4 O



E+E

HOREEZAER . 5 AD A ARSI ZTTAR LU AEAEGRZE I 2T 5 ik MAPT BEDR G0

REMERIR B KT 65 % K0) WG 5 1E 58%~78%, #ARHE [ B4 K (APOE4 ) &% ILAY
e Ty AR . R CIRIESE (GWAS) i — 2D TV 20 WA RS 88 8 5 o P4
RO Ml & BT AR AL 3L R —SORLI .TREM2 F11 ABCA7 A58 WLAS S | 33 BE L R 1Y 58 A8 Wy K 1
TR AD BB . AN, DFSEIE R I T A R E TS S T APOE2 S5 P 5 BN ISR ALy
SRR C-v2 (PLCG2) M WLEAE LA, APP HEEH 2845 Ala673—Thr (p.A673T ),

RENE

Z SRR R 6 M A HE R (BRSO RIS, i v R AE £ 3L SR R A AL mIVEA . bl
5 5 DR 2R AH SCAGHI 5 AR f Pt i , 22 DR B F 9 7 TR ki AR 28 S (R A BT 2 T IR o sl G
PO ZLIE BRI S W R R R R A R v B S B ) 2 DR . R 4 B 1Y) ) SR
47 DRD3 HTR2A JE K55 30 24, T A7 (1) 5 — 5 Jo (M3 ) 5 R AT R ANCAT B IR AR X FE s 1 1 78
BE R FT 43 R Z PP IR HLA 2 1 ) DM f 55 22 (0 By L K, 2 7 DM & SR I P 46 ABCCS BE |
GCK L[R5, N UL 5 BREE 0] 43 S DU 95 T 22 S5 A i s o Bl 7R 1 SRS 1) 2 TS R A
APP .PSENI .PSEN2 KR4,

(#¢ 1)

BER
L AT 2ZGE G IR 7 A0SR — A H R A BT R P RO Y 5 IR Y, —E & 1R
BT R SRR 7 AT - A S e A 3 7 37 ThT A9 527

2. HENE Fe P (2 ) (I8 S, 28 ) Ui ] 5 | S 52 2 i B IR SR IR R i &2
P
3. PRI N , S G BT I T

=z

ZEER
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FT—E  ZHE

[FIER]

LR A B K

MEONA R & 5] 42 1 & R o

% DNA 2 %% 5] 42 19 & R o

R AR o ok O 1 B

M w -

i A95 (mitochondrial disease ) 42 & Fi{& DNA ( mitochondrial DNA , mtDNA ) 8% 2 i 2 7 (AR 5
FA O AZ DR 5828 BT 15 | JE2 ) — 25800 , T 4R DNA S35 Fr S 20, n] B DNA S8 B S8, thnl i
THILREEH I S8 LR R L SR S RO R B 2%, IR RFR A AR A

F—1 | R EPRIZhIFEL

LRI — XSRS A BURR ) A i 2 , S LU PRI TR 2R B i R S Bk R 2
LIIRESe & o Bl A FYHB A (h35) BURRERI AR (83Y) W] RE S BeEoRn (A kA ik L 2 T
24, Iob e R AR AT SRR PR BRAY 3~4 7% s IR B A mal e 2o A 1 B ety 2= A 55 0 A A ) 224, A
BN RERY R 5 FULH L CO 254 5 mT BELWTIR I B 1) F A a8 i e , AT B b A S AL IR Tt
R T ATP 45 B2 B, A0 BISET

TRELIRAS T ZORL R A5 AT RE QL 2 1 B o (9 v 40 L o T S P B T R sy , A Y
TR RSN, § RN LA AL H ML IS BRIl o AR ISR PR IR B A e A i A
LR AR 1A R 2 BT R INT B 2 O AR ZORLAAR o ML 401 0 22 5 R AR 9 440 R T
Ko, LR SE AR Al 8 2R 45 1, b A BUBEAE I B 22 T AR A SR A S s IR L S8 5 O
AR AU I AT DL 2~ 3 DERLRRR G R A LA SR A IR s FELEANH AL I, W] LR B2 b A
PN SR BURHE R IR B B, A7 IR AT DL (A o JOR K 4 Jn , ik Sey it ) S SEAEAE 2 MR 2ok (R 14
e 2T S EEMILT,

P, —J7 T, SRR B 57 3 0T A BORR I A LR o 55— T T SNSRI AL AL A T BERAR
ASEINTRE P ELRL ALY S I RERY SR o SRR WA IR AL AR 358 05 s 22 o A U A 4

AR ORI G A RIS ) ) B A

BT | SRAmRIS S

LRI Z , PRI ZR , I M AR o DR, ARG AN [ 2R B, nTAs 2ok

BRI,

I R A JEE AR 78 3R M 48 B SR GEXT LR AR A T 70 2. A 28 LU Xl 22 R 52 A

BRI A BN X BiOU SR RIS B R B s R R RS
BRI

4h O
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NIAR 22 B 2 A A I R AR AR SR AT, DRI, DA A=A A B8 T AR B ek (AR i o L2 14138 2
AE LR 73 N R e s e IR BRI  —DJRIRIG R (Krebs JBER) SiFE | L5216 B 3 1 4
PWERRALARIBCBREE AR (3% 11-1),

Z 11 RRRRRIEN D ZE

e ESIE = DLERPE
TR 2 B PR BB R A B RIS | PAYRF i A &
JERAIA F Bk PR PRt S A 5 PR SR B - SR PR B 25
SRR E A TR EIBA | oo - B R UG 5 & A 55
HL T fe B R SR LERIE A TBRRE 2 S AR TTBRE S2 A RV R 25
SEABRIR AL R IR BRI AWV (ATP A1) U S5

DB AG 27 ff) B AT ARG SR (845 X, R 4 mtDNA 2875 Je B DNA S48 PRFR Y (3
11-2),

=12 BRUARRIIEIE DS

TRpEZEEY BEAR EERE
MtDNA 5835
mRNA FEF I B BERgG LHON .NARP %
tRNA S5 [H B it 8 6 ESG MELAS MERRF %
rRNA F [H il 35 B il EES:{ia AAID %
mtDNA Bk Jfi A B F AR ESG KSS %
# DNA 5835
WP 55 AR ) IV S 2 25 TR -k R MC1D MC2D %
mtDNA 2R F=YN PEOA1.MTDPS2 45
HABIGREE (RN USSR (1A R Zekiidsy iRt MTS .PDHAD %5

FFABEE L CoQ10 A BBk (LR I B EEA5E)

TE : LHON : A8 & PERR A 200025 s NARP : i 29 2% | 5% 2 IR 90 JIE €60 3R A5 PR 255 AF s MELAS « PR i UL £ 55 7L
T IMLE FNAS HVRE 2 A s MERRE : LR ZE 000 A1 R LD £F A 25 B 1 s AATD : ZUSEWE T IS8 hiA: 2 BEE  KSS: R BT - 22 /REB1IE
MCID : 2R A5 AR T2 E s MC2D - 20k (452 A 1 T B2 5 s PEOA T - A TR IR AR ULBRE A2k R DNA ik e o 14 i 4 1
#1; MTDPS2 : ki /4 DNA FESR 25 5 iF 25 MTS : Mohr-Tranebjaerg 25 &iF ; PDHAD ; PYHRBR G ZU A Elo 2 5E

=% | mtDNA 3835 [iEerIZehiifsE

mtDNA ZEA5A] L& A T2 b R 40 85 115 tRNA 5% vRNA [, B b il 2 % 24
P B RG, (HF AL R DU BE & B9 MM Fe i , SOl PRIEAR B DL X e 28 2R 45

AR A GLRR R T R A A PR A IRIURR LB (3 AR P . IO, B AE T

BRI R oI A A ZE L D RE AR T S 22 Ml R AR o

54% DNA AHEL , miDNA A7 A St B et (i EE s s s S % B E 00 55). I, mtDNA
SR T 5 [ I LRL AR AR AL S e, 3R S 80K . N [R] mtDNA 19 58728 7] 5 | A [R5 , [A]— 28
APRA] G AR R, I HAEH 5584 mtDNA (2% BUKFRIA LU % UG, BT m.8344A>G
m.8356T>C 4 45 ¥ 1] S5 MERRF £5 4 fF. 1 m.8993T>G 245, fI% Lt ] ( 70%~90% ) Fif 7] S5
NARP ZEEAE, B H B (> 90% ) B Al 3 Leigh £3AHE . P m.3243A>G f5.2878 G HL i Al S8

REZR 8 L BRI P H R e LU U AT 3 MELAS 2R3 1E

A 2023 4 8 J, MITOMAP %4 it i mtDNA 47 563 Fft mRNA i K §if 3t 15 46 (458 il tRNA/

LS Z AL
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FIREZIRR

tRNA FEPIBIE B4 296 FRRs i A 7 A HES SR A A G

mtDNA Gl 5 B B (1 i 44 605 =70 A MTND4*LHON11778A A {91 2 — &84S 6 iE v
R OMT” FoRERRIER 548, “NDA” R 28748 RAEAELRLAR Y ND4 JEH L, 55 e RS2
S5 DAY - B 45 W 17 3R S BB A FR, “LHON” fR3 Leber M54, 45 =384, “11778A”
Fon mtDNA 55 11 778 (LS AIRIEE R R A (BRIERS), XU MTTK*MERRF8344G : “MT” Fe/ngefifA st
PIZRAR S5 A “T7 AR (RNA JEH, “K” R ifiadie , aX B R 28748 K AR AE LR 1 tRNA™ P I 5
“MERRF” QR WU ZE VRO FER PR LT S 4L A E, “8344G” /K miDNA 45 8 344 3 i OB IE B4l G

mtDNA 5875 5| LAY 5 UL A G55 A 15 A P Ak 220678 WL 2P0 P i R £ L R 425
I LA G LI £ 25 LR I AR e R A B BT i e R R B - 2R G AR 2k
INFEPE I B T R AL RO R P 255 . RAN, T2 A 200 e S ) & At 5 2ok A
F Ko H LR B I P RN B0 LI 11-1,

AAID
(1555 )

MELAS (3243 )
MIDD ( 3243 )

LHON
(3460 )

LHON
(14484) tRNA™

LHON
(11778 )

ATP6 MERRF
LS (8993) (8344)
NARP (8993 )

1M1 BREHAHRIRE ERRA N ETEE

—. FIREEEREHZRE

SEAAEAL TR 22955 7E ( Leber hereditary optic neuropathy, LHON ) MFRH Leber ARANZ 254 ( Leber

optic atrophy) (OMIM #535000 ), LA 1871 4F 17 A% H s PR IR 114 752 [ HR ) 2 A= Theodore Leber 444
T4, RIS 1 NIRRT (Wallace, 1988 ), LHON f5 i 3 (1 11fs FRAE IR A SUHR ] i 8 26
LAk AT YERL I RGR , AT A LR S (S . SR AT HE 1~2 AR IE AL TR,
WATREIEIR e A o VPR IUIHIR JICAS A3 2 AL B 7 K i AL 55 B AN A 21t A2 27 4E 2
ik 5 i SR K I AN B A0 A TR AR et IR A, ARSI e 35 A, B )
BE A RNZE O BRI RGN R, AR A 2 R G AIR AL RER L AER B LK T
RS . ADBURE TITE RO O] BUBEE IS LA TR, B SE A ATA . 95% YR AE 50 2 Hif

46 O
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Ko SR RIS 27~34 % BV BRE A A 5 A%, LotE S R, (E T R e

LHON S FiEE R 515, 1988 4F, FH 4 2:# Douglas C. Wallace %5 % Bl LHON f & EALIFIN 552 &
1 (NADH i S & A1K) 19 ND4 7547 K2R 11 778 (S AL G B A (MTND4*LHON
11778A, ] F/R A m.11778G>A ), ffi ND4 55 340 v I 1 45 BEORSF AORS ZU R Bl 4] R B G, ND4 11y
23 [ AR Y Pk AE  NADH Jig S0 BB PERAIG , 20 ATP 4 st /b , 04 2 200 M 1 (it 11 i R B I 445
PR 25 1) S0 RE 25 48] , S SO0 P RS 284 20 L S LA a8k . I 410k, AR HGE 51 2 (1) mtDNA f158
A5 5 LHON #H56, 76 10 Fh 2ty 2 b (4 35 (4 (19 3£ K (MT-ND1 \MT-ND2 MT-CO1 .MT-ATP6 .MT-CO3 .
MT-ND4 MT-ND4L .MT-ND5 MT-ND6 MT-CYB ) 1, 2 /DA 18 Tl U278 B #7208 [B] 42 330 LHON,

LHON 43 P2 : B2 5 miDNA 825 FE01 LHON, I1fi PR ™ 55 A5 B i 28 28 07 J5 AR TR A e ke 2%
o 2 95% (510 i = Fl gl 98 5 . MTND4*LHON 11778A \MTND6*LHON 14484C & MTND1*
LHON3460A, ', MTND4*LHON11778A f hy & UL, (A5 Fe 22, A 4% Y ETE &% )5 36 1> H K
52 s MTND6*LHON 14484C 512 BYAEIREL S, 29 37% A & 16 &% 5 16 A~ A YK 5 1 MTND1*LHON
3460A H1, 24 22% MR ETE R T 68 N HIKE . /0 WLIY (T 2 R 2 A sk HA AR 5 (A% DNA 28
A5) A RES A LHON , H AL v A 58 2T 4

PG - B AR mtDNA 2878 & LHON (1) 225> FHL iy, (R AZAB M S R L 2 IR 4k 4 2875
LRI LR PREE 2 (IR P 55 ) LA R bl B35 DR 2R i i 119 9 XL 38 % 46 DR 3R 14 0T B A 37 52 i
LHON F94MG ] fE 5 miDNA 5% 2875 P ) V6 FH T 2500

LHON 5 153 F A& 2R I o] AR P54 T - (O ) 248 4307 - S (v Rl 5 1S LHON 119 32
B E mIDNA 2875 (m.11778G>A \m.14484T>C J m.3460G>A ); @ FF 51 43 b FI 5 28 0 A5 . FH T4
TR 2 B8R =FH I miDNA 2878 () LHON (%

= BRI AT RS

JUURA: 2 PR 5 9 1 e 88 21 21 4 2 5 4iE (myoclonic epilepsy associated with ragged red fibers, MERRF )
(OMIM #545000 ) J2 LA (A LI 1) — N2, R LR , IR R R 2 RGeS , fFE LR
ARV LT U AL A=A O NUR B B IIRE 2 R R . WURTE R A ISR S R
BT 225 L KRS, WLAN R R mT LR 28 57 B 2R, Gomori — (8 e (8 1 7R W21 60, R
WL 44

MERRF % 88 £} 2 38 1%, MT-TK (tRNA™* ) .JMT-TLI (tRNA*" ) . MT-TH (tRNA"™ ) MT-TS (tRNA*" ).
MT-TF(tRNA™) & MT-ND5 3K (9758 14 0] S8t MERRF, B BUK RSN T MT-TK((RNA™ ) B[,
AR 5N m.8344A>G .m.8356T>C .m.8363G>A Fll m.8361G>A., H:i,m.8344A>G RAFL) & i f5 %€
AR 80% , Hiy = ANSRARL i 10%.,

m.8344A>G ZALJEAE Gifith tRNA™ FE DS 8344 (7 2 (BFE A B A G(MTTK*MERRFS344G ),
RAEWEIR T (RNA™ d S AGE A0 TV C 36, S8R 4 B SR BG, TR E SR T ME
BARIVIA L, NI E AP IS T fE N R, R I R G AR, JOp il ™ SR A 5 588 ) miDNA
JIT o B B S TEAROG . AN e 2 UL PR 20 B, 5 58 A8 Y miDNA TR 5] 90% B, a2 i B AL (Y

MERRF SEAR ; 117 245822 8 miDNA J o H Gl A nd R LB e o BeAh, Ao B (EE 5 AR R G o
20 B LRIV B2 FILE A m.8344A>G S8 K51 95% LA 1A 23 th BLREEAR 5 1] 60 %A

AR, SRR F 85% LA E Sy I ALAEAR

=. SRR S FLER MEF 2R & F

LA AR LS PF: 2 LR UAE FNZE HhAE £ 4F (mitochondrial encephalomyopathy with lactic acidosis and
stroke-like episode, MELAS ) Rl MELAS £#5-1iE (MELAS syndrome ) (OMIM #540000 ), &2 KA i UL
g — NN R e LB SR AR A , DU 2 e A e PLIRR AT Dy 2 2k, R

LS Z AL
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ESIRE IR

e HE AN 5295 57 ARSMIURREE A v 0 2 52 AR WUREZE (2 R S0 R e B SRR
PRV T RS A o o BRG] Mk K AL PR 1 /0N K RN T 200 1 A A R A RIS SR TR,
RSB A PR R R, A DN I R A AL, L IR A Iy AR b SRR, S B PH T R IR
PPRE T REAIG , DT s LR PR IR 8

MELAS 5 Pl £ £ 38t 4%, 7]ty MT-TLI (tRNA™" ) MT-TQ (tRNA" ) MT-TH (tRNA™ ) MT-TK (tRNA"*).
MT-TC (tRNA®" ) MT-TS (tRNA™" ) . MT-NDI1 MT-ND5 J MT-ND6 3£ [H f) 7€ 248 5| 2, H v, 2 80% 4
MELAS t MT-TLI 2 ) m.3243A>G 5878 T 53, 24 10% [1) MELAS i MT-TLI £ 1) m3271T>C %8
AP

m.3243A>G FRASSEAEGifith tRNA™ FE[R 5 3243 (7 (B FEH A B0 A G(MTTLI*MELAS3243G ),
AL (RNA™ SR Y5 16SrRNA DR A8 A, 2 2 S 0k X - 25 5 30 0, 1A I e B A
SFo AR (RNA™ FE N Z5FY 5207, e S 20k I F AN BESS &, vRNA Il mRNA 5 B L1 & AR A
—AFHLT ,m.3243A>G BRI AT, LA L 2878 R) miDNA 353 40%~50% I, 1 BEHR
AMUUBRSE U A2 5 24982550 miDNA =90% I, 7] 3058 & PEAR T e e e 2 4

b, SEETEREREE

AR 2P R ( aminoglycoside antibiotics induced deafness, AAID ) (OMIM #580000 ) 2 &
HH TSR KRER FIPER ZMER RS2 A2 M.

AAID & —FP Bk R0, Forh 28% A4 5Kk 1%E 5, 5 MT-RNRI(12SrRNA ) .MT-COI } MT-TS!
((RNA™) B2 ARG . Horf, MT-RNR 1 FE PR ST ik R 2B AL A AT S8k 1
A DI, A m.1555A>G 28788

G ISP R “RIRIAR” R A A G BRIAZ IR AR , 1T A SR A A2 R 5 40 e A
IRZER AT . MT-RNRI 3R m.1555A>G 5878 R AETE S BEQRSFIY 128 TRNA 52 50 26 b4 R 45
A ZGAS A T — N RIS 3 12STRNA a2 A 45 A s IR S AT
R T N EIR R T T IS R AR B, DRI IR T T R B A T 2k
M ATP ()8, S SUE BAMIAET

h. REHF-ZTIREGESHAE

R B 2E IR AE ( Kearns-Sayre syndrome , KSS ) NFRHN Kearns-Sayre LZEAE (OMIM #530000 ),
R BT (Kearns ) FIZE/R (Sayre ) T 1958 AF KRS . SR RIUMMEIEA TR MUUBRIE , #0222 A0
PE, FTPERERE TR PR /ML 5E S ] R 2 5 I AR, SR Ao 38 v D 380 g e
LILF4E, BRERTE 20 % LIRTANS W Re i A, M JGRYT T, 28R ETEWIZ IR JLAEINGET .

KSS S HURE R 8%, 2 i miDNA A9 B2 BT S 80, tnT i MT-TLI ((RNA™) FE R 5878 FIr S 54
Horr, mtDNA 6 A5 A 1.3kb 3] 7.6kb A4E, HETC AL 100 ZFpERK AL, 2967 1/3 (i H 2
FH mtDNA 8 470~13 446 Z [A] 4 977bp F Bt (28 T T 8. 12 B0 2% 19 W 24 05 0 Sl 52 F MT-ATP Fl
MT-ND5 J: R, 2k S5 MT-ATPS MT-ATP6 MT-CO3 MT-ND3 MT-ND4L MT-ND4 .MT-ND5 }

ZA~ MT-tRNA LB o BRIG X PNy 13 Al 1 1] 1) 842 P 81 (S'ACCTCCCTCACCA3' ), H T
W REATERI B R 4 FVEIEES AU KT BN RIRR E (R AR 11T BB -

KSS S8 1™ H AR B IO T8 B miDNA HYZRBUKF Kk B miDNA 7R SN B0 Ai i B

LR B mDNA > 85% Hit, F TNy KSS; B miDNA. BRI, 3236k i A T R
AMIURRIE ( chronic progressive external ophthalmoplegia, CPEO ), & R A 16 T4 IRBRIG I Z R, 1
AT U TE ST . AT AL P ) maDNA AR , i e i T 40 e miDNA Kk
TAAERY , 25 R & AT EEUAT Y Pearson ZEA1IE ( Pearson syndrom ) ( OMIM #557000 ), f 35 R B 4 ik
RSN T RE B AN AR S 20 2 1L, KSS .CPEO ,Pearson ZA1iE AYIEIR AT LATE [Rl— R B2 B &
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P, B[R] — B AR R BB I & A e, AN, 7 Pearson ZE S AFHSEAE FRAGLEE, J5 B0k 25
R KSS e

75 ISR TE RS fERs

2 PERFEPE G 865 PR A Leigh Z551E ( Leigh syndrome, LS ) (OMIM #256000 ), J&— i 1 £&
KL RE I A WS 15 R (8 B R PR A 2B A TV , AR AR 28 R ST, e ACIE PR A 45 100 V81 /8 ik
WFLRRKOT T 3 L] D vkIg M 2 ou R AE B ER R A  AE . AR R AR B LI 4L
SRS , TR Kt £ PRI DR AEAAR DO BLsR IR o ki e 3 ) R B W R R R G
B WER A, I AT RE S ECR BT,

LS KRBT B 2% , B o B st A% S Bk |, 18t4% 0y ST S Bl JR st i Qe e IR PR A% L e
RIS B X BB . SRR R 4RI L R 4 v 5 g i A G A DG SE R S8 AR 4 ] R 3 LS,
BRI AR AT 2 AT EARI SRV E ARV PSR I S S AR A JE R 45+
KA 150 1~

Hrr,15%~20% 1 LS £ i mtDNA A8 33, MT-ATP6 .MT-ND2 .MT-ND3 .MT-ND5 .MT-
ND6 MT-CO3 MT-TV(tRNA" ) MT-TK (tRNA"* ) MT-TW (tRNA" ) Fil MT-TLI (tRNA"") 3% [H §) 58 A5
Pl S8 LS, & H WRAE N MT-ATP6 £:P4 1) m.8993T>G 5 m.8993T>C R4, AL (i ATP 6 4 156
LI 2 R 4 R 2 BR X I 2R, ATP 45 BZ 14 & A2 US| I B A I IS A . A TP 45 J3Gi PERRAIR
M S 24N IET

HEH 5848 miDNA B9/ MG PRF2 50 iy 28748 mtDNA 124 Bt /K OE K RS B 44140 R S I B e
N T) 52 JRE Il B 3 1A AR TR] FE B R 9878 miDNA, 1] g HBUR [RI G RIE IR . 24 MT-ATP6 5875 1)
1 90%~95% i}, Fe BN Leigh ZE A 1iF. 4 MT-ATP6 5575 WA TE 70%~90% I, 26 30 Ky #ih 2595 74 4t
TRV AN ) B 2 AR 25 5 1iF (neuropathy , ataxia and retinitis pigmentosa, NARP) ( OMIM #551500 ),
NARP (83 24 )L K 5 A J0 R 00 800 , DAGE st o 28 R M UL D AR B A s LB 0 8
R PR RS R 2% > PRI TR R Sy = B RAE R

t. BREEHERBFES

Z AL 1 PR £ B2 ( diabetes and deafness, maternally inherited, MIDD ) ( OMIM #520000 ) X
FR AR - H-B LR B AE (diabetes-deafness syndrome ), H 3 e 8HA BUAE 5 FROARE R 2 e ph 24 iy
J1A s (G2 Ay e R A SRR AT), 3840 £ 5 AT g s AL IR R U0 RS i O UL LS
I P B I S5 RCRE AR

MIDD S Bk FR 5%, 32l mtDNA 2878 i 20, A 4F MT-TLI (tRNA™ ) FEPF 1) m.3243A>G 58
AR MT-TE (tRNA®" ) B m.14709T>C 2875 J2 MT-TK (tRNA™ ) ZEH ) m.8396A>G 278, Horfr, L)
m.3243A>G FASEHH L

m.3243A>C R4 SRR E AL IR LTI AE H BLREAS, ATP S R L. ATP 725 B 4000
MAREKAZ A DR 5 R A R b R ATP A2 IAREEIE I ATP A0SR K™ 3 1B HL

AT B AT, BURIRR & 3R WAREAR , NI 5 | AR I o ek, =4 ATP AR IR TR B AT

AR , 7 T 780 B 0L SZ 4T 1 ST AR .
I\ Bt SERiAEXAIRE
(—) =&

*H?‘éo

PA SRR, 5% (aging) (OMIM #502000 ) 55 miDNA F#THEPE0 S B AR S RE ) T R4

LORRIE W SRR A B 2" E S A th Ak IEW A BRSSO B B B i 2R 58 (i

LS Z AL
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E SRR

AE AL AL A S o A A T R BR A RS AR b AR R A S SR
AT IR, TR A B B 2R GE AR T , 2R P A A AN RE A 50 B i H R,
AT SRR I S A 407 , A48 mitDNA [ S b BT R PR3 55 . 3k SEA 50 il b (R T g
IR EH HIERB I, BTSRRI, 15 BOBETR IS, D LR

mtDNA [ E AL T 5 1 miDNA 28481 BB, AR5 miDNA 28728 1) RALE IEAHDG, 1B R
A A AL EAR IR mDNA JE I N, 8-OH-dG fE R b S £ . 55 % LI R AR L
1, 8-0H-dG & &% T 0.02%,65 % LI |,8-0H-dG L% 10 4F 0.25% 1 F R 3G, 28 85 4 I A] 3k
0.51%.

mtDNA ZEAE A FEHG RS A B0 S B HESE . B AR A PSR miDNA H AT Z R0
BE e, Hod L 4 977~5 000bp FBEBS TR H Lo SR v R DAL B SR A AL AN
A8 A AR 25 R AL mtDNA R Bk il (v ] BEAS [, LR 3R B AT 2 1) 15K T i S 1 n . 1
Ah,mtDNA A3 B e AR BE AR W 14K TG 2, B ANEAE N m.150C>T .m414T>G RAS R m, X LE5
75 mtDNA (1% SRR Lo (AU AR 11 B 120 MR, At A7 2 0 B A0 T 4 L 1 5 D e 44 i e 11
BI{E, I S BB T, 5 | R B R 2R B AR .

(Z) tHEHF»

74 7% ( Parkinson disease, PD ) MUFR AR BPE RS , J&—Fp B AF LR AT 2 R G MR .
B BRI IR GZ SR % LR ERERE ARG R T BUA D e
ZORS PURE R AR R R B

WA BEFERW], KA 5> PD Rt R A R 2 2 R I FE I EE R . SRR
BB 5878 T miDNA 9878 . o, 5 PD AH G HAZ ik PR 9848 2238 30 5 B bR Ty R e s i 800 5 5
PD AHOCH) mtDNA 287478 F %58 mtDNA Bk e . PD B E M4l 2, 4 512 FE BT A 7E 4 977bp 1Y
mtDNA FBEBIE Wi 20 50 T MT-ATPS JERF MT-NDS BRI P, DTG S B s A 1K 4% 1) i o
i, gk s A 2ot RE A RS . PD AR RS AN mtDNA BRI 5 A ik i, LR e
# mtDNA [ 3 5 T A L -

(=) iy

J9EE 55 miDNA (2848 A0 3G A S BUE W 1E F 0 B2 2280 25, miDNA 5 k2 BUB P 25 A A%
DNA 5841 . AW RY] : mtDNA S8ARLE IR v 2 A7, i v 3ot miDNA Z88 i) kAR 3
5 LA R 2 P e B Sl DR A S8 A8 AR Y, E T AE A2 Rl S g 4t e 3= vh 2 30 T
HARAAY mtDNA B B, 24 miDNA Zif X5 D FRIX T>C 5 G>A RYBRIE B . BLoh, Zokifk
TP ARAR M . mtDNA 45 DUEU 5 A 22 g 2 20 b i A7 7 o X428 48 508 i eAC AR A0 B B 1
T B LR AL A s R T AR AR S E U

AR, BEEE D 2R (LA B P SRR SZ 45340 3 55 AT A meDNA 3 25 S SRE AR FEE A, > 248 i P A% 1R
A e Tt T M R 8, S BEAT B0 AR5 25 T I B h Y miDNA 4371, mtDNA 47 ] G5 B0 TR R R E i
FZHRE, BEHLAE 5 0% DNA v 30 i S DR sl il g S D (i At B o e ke, S 80 A2 .

SEPUT5 | % DNA SSZESESRYZehiif s

AR — 2 [ VR 8% , 32 LR AL DR 20 FIAZ L R 2 B a5t 15 R e i 2R ) Pt o 8 i

SRR 1 B G TEAIUT P A L IS AR R HEAE . DA SR B 1 Y
IR 2 A AR

HE 2023 4 8 H ,MITOMAP #3k FE i 5 SR AR A DG AR FE R A8 N 147 B, X SEA2 3L R 58

AR LR A 73 AR B2 24k, KL b Rl L0 D I 0 e A 5 VAR 23 ) I I 2 9% PR Ry (5 B
IPIREER SR~ ARV ) miDNA HERFBRE LRI PR BRI 2R R 1 R AG  AOR AR
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g+—=

TG L CoQ10 5 hGBREE LR A B E A5 2R 2R, b, miDNA ERFGRIE 2 12 5 mtDNA
PR L B0 P2 52 S 30U miDNA 5 A2 B8 mtDNA B PEREAR, I miDNA 192 ik
B mDNA BIFES . AZHED SRAZT R Y LR AT & do /R st A5 75 20, T LR o e (R st A% i
Je Rt el X et .

LERLARZ AR T B = E (mitochondrial complex I deficiency , MC1D ) & f 42 Jk PR 58 48 558 it - I £
AR TIREGREEA , 73 39 A2 (PRI HE S 5O DB Z A0 1 R~ P i 5 5 1A ik = AEA% 39 ),
5 B P I B 5 5 AR 45 ) S R e I B 2 266 PR TR B o MC LD W] 5 1R )32 19 1 PR , I B 1) BT 2
JUPER B N S B 1 2R AT BN , il PRAEAR G5 B Sk W AR Re S PRI | HE =240 JIL L
o RS o AN [R5 53] b A T AN [ G AR b A% RE DR 78 T S B, B anA 1 BL AL T 5q11.2 /Y
NDUFS4 5 [F 98 78 FF S 30 8% 19 B A7 T 11q24.2 B9 FOXRED1 J K 575 fir 530 4% 30 Bl 3 T
Xpl11.3 /) NDUFB11 J: 978 fir S8, frastfe 77 =X b, BRAZ 12 BRI 30 Bk X Bt (L ok, o
37 LRI g H e (AR RIS AR

LR SE AR T Bt 2 5E (mitochondrial complex I deficiency, MC2D ) P YO R BB AL , 7
g AT (K% 1 B~ 4% 4 1Y), 43 5 f A2 T 5pl15.33 B SDHA 1M 19q13.12 B SDHAFI K& 4 11¢23.1
i1 SDHD KA K 1p36.13 1) SDHB HEP 5748 fi 3, SR8 R A2 AR, B 70 A AR B i OV L
DA B AIE A5 22 R e S i, 20 A B LTI T 5 i 5 — 3 20 R MU R B A O s UL PR ZH 2 0 S
WL H SRS A & -

HEATPEIRSMIURRS AR LA A DNA B3 G 4 M 1 8 (progressive external ophthalmoplegia with
mitochondrial DNA deletions , autosomal dominant 1,PEOA1) (OMIM #157640 ) J&—Fp & Ye iR i AL
i, FEHERLT 15926, Fifihhe 5k miDNA REHE ¥ AR POLGT JER AL fir 3380, & H
HEJLAR M 3 miDNA () 22 2K, BRI A THENLIC ) S B SR 6 T 2 N iz 8 = 1, 9
AR A R HE AR SR R A A I RREAR

mtDNA #635 £ 2K I mtDNA e ™ /0 i 2R 2R s, 2 g R et s
I R T 4324 LSS g P o 55 . 491 - R0 44K DNA € 38 255 5 1iF 2 ( mitochondrial DNA depletion
syndrome 2, myopathic type, MTDPS2 ) ( OMIM #609560 ) J&:—#h & Y R Bk st e , e LT 16¢21 1Y
TK2 FEH A2 33, BEZ T ILEI AN , FEIEIRFE LA 9 Z 01 S B # L mtDNA (FE8E

Mohr-Tranebjaerg ZEAAE ( Mohr-Tranehjaerg syndrome, MTS) ( OMIM #304700 ) MR A LK T s -
HEZEEE( dystonia-deafness syndrome ), JE— PR 12 BB , 75 & X S ai ke is L, s
F Xq22.1, Gl SR AR P BRGZ 4 5 1 TIMMSA JER 58728 S8, FRE B RAE R L3 R 1
Wt HE UK BRSPS ISR

TR 752 A S0 18 Bl ) =2 i (pyruvate dehydrogenase el -alpha deficiency , PDHAD ) (OMIM #312170)
S X B B R 0, AL Xp22.12 ¥ PDHAT BRI 27 30, B ZAe S LI s L)
R , R B ARG IR, A58 A LEGE M LI IRR D 2 P KRR 28 R G4 1 S i i 18 1 il 22
ARG IIREREASA

KEINE

LR A 2 ORI DNA 58 20 A5 ZORE M T A A% kD9 A8 i 5 S 18— S , ] o ZOmE

DNA 55 B 380, ol A% DNA 53 Br 280, W nl i —F LR P 80

LRI DNA 5728 BN LR A o B R L, 59878 miDNA JIF i 19 B 51 B LA AR A A 5K o
FFALFE Leber L H1 £ 2545 MERRF £5 & 1E MELAS Z8 G1E S BT e Hi A K B3F  Kearns -Sayre

EREE B ZRB L AR IO P H R S5 5

% S TN 5 78 5 B AL (A oAy ol B R B A% LR LR IR A IR T Bk 2 E L TR A AR

LS Z AL
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BB IR

e ZAE AT P IR SN ULIRRFL £ ZORE AR DNA Bl o e (A B Pk 1 Y ki A DNA FEE 25 3 1iE 2.
Mohr-Tranebjaerg £5 G- 1iE IR I 005 E1o B2 0 905

(¥ 2)
1 A 2JRER A 7 s fA B R o g RRESE Y 7 25 A7 a5 a5 7

2. Leber MM ZESR I T2 THRAN R AT A7 Qnfalxd /B35 HEA T o0 F st AL AR 2
3. TE IR R AR A X OMTTQ*MELAS4332A ; @m.4332G>A

o
B AEEFT FERHESHE
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FTE | e

[ZIER]

1. ERE M RE 2 BAR AR R

2. 18- Z R4 A4E 13- Z R4 B4E \5p- 47 & 1 3 AL i Fu i i L o
3. MREMFMBLFMREIE R

4. REEGUREIMERH, ARE SR £ 7T HH L

5. BREZ MR LW 2THLE

6. /MR R 4R AT

Yo (AR H s S5 14 525 5 R B R A Y2 61495 ( chromosomal disorder ), HAS B e fafh -1y
PR K R A S Dl 28 (67 52 1 AR S R ) TR FVE T B IR 1 BE PRI ] PP pR S PRI s 17
AR E LR, SRS I RER S . T E A TEMIG R R 15 DR A K™, s
AR S T A &7 L. DEME e B WA R A KM TR ER%E thkE
S MR Z RETE . B, e @At A e EoR, H XIGRYTT BRI, H AT E 258 i 58 5 i)
F=RIZ T LATIT o Gt {40y 2 10 (0 4 dE AR 1 2 2 M T et A 1 iy R 0 B R Ak A i o

Yo (A Y R PP FZR T 0] 430 =B - Y Aol MY Ao AL R S i .
ARG IR LG - — oA N Rl Y oA 5 A e KM 2 R Y (G ReiR 1 25) A=
K BRI RE RE RS @4 K 20 (R -3 R BUR M, RUBGE Y (AR IE 5, AR
et iAok 7 OBE A B A0 R ESSZ A% U1 P O A48 & A I G e PRI AR | 38 R A JE 5 s 5 B/ B
RS RA R AR 1) FR S R IR B RCER AL TS, FEOUGE 2 — N P i e o AR s i s HE A o, ]
w2 Qe R E 25 AR, 5 DR PR Y RS B0 , XS B WA SR L .

BT | RBIEREER

—. REEHORES

Yt RS H H ILT A &R L SRR L e KRR s R B R ERE AR B R,
LS EARE RO, & 2R U R AR BRI 3 12-1, Foh DIge @ iR B S o 3, iR R sk sk :
H =44, :

#1211 RBERERER

=St 5% 3 P BLARRF= Bi#%>35 SH9ERJL &)l
SRR (BT 50% 2% 0.625%
B S 96% 85% 60%
SR8 S TA — 10% 30%
BERE) SR AN 4% 5% 10%
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(—) ) LRBREERER

B LY R S8 R A R BT 4.7%0~8.4%0 , -8 0.625%, B H F% M2, & UL H et
A S8 A 21- =K 18- =R B 13- =44 % WL ML AR H 5 45,X.47, XXX .47, XXY Fl
47 XYY YRR R AT A AN 110 Y €0 (A 2540 FiHE A 2 A A ) LD RIA W b 8™ = Ay i PR 3
B, B DL AR — 2 Gk i 2 W (HPE DL KRR R AR R B 45, X 40, XXX XXY FI XYY =4k
B AR ARG R 2 T0 I B S, E R F I AR MR B R A 2 . WA YL Rk s
P EEHERE T 7 , 2 0500 S, U2 3 AT I RS B B 2 i A Sl o 75 IR B e % PR

(Z) BRI

FLR L I L 29— Y 0 A S TS, LA S gL R S 3 5 06 7 A= LA AL
KT )L SAS AR RN DURE AR 5 20%, EAEHT A LT AR5 16 =i = i )L dse e 0L, (H i 2 DL T
B LA LA 45X 18%~20% , (HAEHTAE LS 0.6%.

(=) Fanziriall

TEFERIZ IR v, 2985 80% KT 35 2 1 sl 4 1, 3 S PR R Y iRk S vp fe iy DL — 1R A
JEILRE Down ZEAAE, JL & AR 305 Bl RE S A AR5 A 38 I i 8 i (1) , 500 K1 35 20 i 2 10 2 3k
i mrieWi, & 12-2 R LB LY Down ZEGAE R AE R SREEA TR, WK 12-2
AT LAt Down ZEAAETCIRTENG J LA J2& th AR B, L& Az B35 Bl 1) S A 08 1 RT3 v 5 555 B ACH
20%~25% (1) Down ZEGAEMGLREAR B B A= . 7R HTZWT Y, Down ZRGNEL 5 YL AR 5 1 —2F

#12-2 #%)L50)LH Down GREMENARERSHIRXER

(SEREay R
AT %K (16 @) #HE(9~113)

15~19 1/1 250 — —

20~24 1/1 400 — _

25~29 1/1 100 — —
30 1/900 — —
31 1/900 — —
32 1/750 = =
33 1/625 1/420 —
34 1/500 1/325 =
35 1/350 1/250 1/240
36 1/275 1/200 1/175
37 1/225 1/150 1/130
38 1/175 1/120 1/100
39 1/140 1/100 1/75
40 1/100 1/75 1/60
41 1/85 1/60 1/40
42 1/65 1/45 1/30
43 1/50 1/35 1/25
44 1/40 1/30 1/20
=45 1/25 1/20 1/10

() renRER/ IBEREERNGE
VA LIRS E 5 , RV (O LE2 PR R E 6 5 M M2 5o 1 B P 1 1 0



FERRILIE PR KR s o TEARIR R BE R vf W R E AL I ST, A A U A 7 A 7 SR
150 5 (AR RS T AR B R R A XU R (3 12-3 ),

#12-3 BRI LReERENBAXKL

Y BRI RR) LK

AR LR &M =it % =tk Hith=3
Bt 273 173(63%) 61(22%) 39(14%)
1EH# 157 (58% ) 122(78% ) 18(11%) 17(11%)
—Ik 72(26% ) 33(46% ) 30(42%) 9(13%)
HoAth 5 44(16% ) 18(41%) 13(30% ) 13(30%)

() LEARNREHRRE

IR O A0 A BEAE 20 5 A 2 o B, (B AT S 5 O B Al B Rl 5 R e B K 1o
LR CRu A R PO A s i 1) R el i 5 NTER £ a1 NG/ [ <O |2 e R IR o T Bt e R N U S
SE G ORI PE DUE HRAi0E , FEAZ B TE R B B ARG 7P B 19%~5% AR SR 1AC HEL B3 0 1) S 14
P A IE AP A S (AR T HRAORS T U 55, 70 A 2RO A A R B BORS ABAE B S (ir
B HE I AP AT G G AR HEE B WL

= RefohlEAREIE
e R ST R R e (AR 75 L 0 S B0 (P T AR R S04 19 T B

W PR T — SO RFIR IS A T 5 AT B0 (0 AR 2 DR 34 A o 2 AR IR I RS TR ) R, TR A
I LR,

BT | EREMHR

YOI (autosomal disease ) S Y e (PR H BRES A 57 5 RS AN o S G A 24 o
AR 2/3. AU —IRZRGAE  MAZREAE 0> — IRk RO AZR S AR SRS . W ILEY
FZA Down ZRAIE, HUCH 18- ZAREEAAE AR 13- =K K 5p LR GRS, BE —RIAE™H el
W R SE R KR B SR KRORE RS W AR, RDFTIE A “ =IKAE"

JE IRZRGAIE ( Down syndrome, DS ) AR 21 - = ARZEAAEESE R B, B A B . i WL gL (iR
o de[EEEAE John Langdon Down ( 1866 ) BSR4 Down Z5 5 4F ( Down syndrome , DS )
(OMIM #190685 ), g HAT 1552 A5 AR08 (i IR ERL B XA= 9 — S50 48 A, IR AR 5 A v
FERESE T ANRBLEOIR AR, 15 E A4 245K Jérdme Lejeune (1959 4F) ¥ SEiik S A Y A
2T /MY G AR JRRIE R 21 5), TEIATE =75,

Z. 18- =R ETE

A5 H John Hilton Edward 28T 1960 41 JCHRA5 , BOUFR R Z A LA GAE ( Edwards syndrome )o

(—) 18- =R EEERIIGRF =

WA LAIRARLI S 178 000~1/3 5000 FA PRI 1: 4, ATREL MRS 771l . A B NA KR
Gz /NGRS BBk Bl /b, Skt 22, 95% IR ILI ™ s — i 7 I 4E R 42 JA 5 AR A E
1%, F3AL 2 243g, B IR L, ML 22 , SOiss , P B IRE , thARJS 173 76 1 H INBET:, 50% 7E 2
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ESIRE IR

NHMATZ,90% DL 1 5 AT, RA A BEE TS BDLEY (% 12-4),
F£12-4  JIMERNEREMHEIEZIGFRIFI

N PRI
KREEDL = = =
Down ZZ&1E 18-={REZRE1E 13- =R ZE1E Bp ZH1E
WA RS FEER AR KRR BT sk EE KT sk PEEE KT
T pap Hiis Ak
SR IINSK BT IS I~ S BEERI NSRBI NSk A S I 2R
4 SR FK
AR MREE Y MR LA A IREESE PR aCRSEs A RER IR R
93 Fz HRER/IN s IR T AN A
B HER/N AR HEwIE (shdy BRI RTE  BAGA
B AKAp7
AR ERART B G g
1K i TS I TE NN BSES NN SR N
RN/ e VAL
LIE SR NG (R BE S 95% DL A S R RPERELO IS
W5 =Y L) ARG
JHS ELBELS I BB W R B miERTE
I AL
W ARG BHTA R B s (=N ST INBAZE AL B
BHIER N PAUSERERA G =t £ 17517
F SEIMTE 56 S Tabes E FrikiRR g FrkiEERm FA
18- =44
jiis FETTE 5 1.2 BEEIEESE  REAERE ZoE | PN JE/N
prdisaeiil WHE T ad AR S 30% AHETIT.  EHT ad ARG,
e —4REa weRat L =S EA

(Z) BBEEEF

80% RN 47,+18, KA SR SEAF IR KA 55 75 10% M S H, Bl 46/47,+18; HAy & F0 &)
7, EEIE 18 55 D YLl G 7, REESE A7 S v 7 & 1 230 18- =ARZEBIRR D,

=. 13-=FEZE51E
1657 4 Thomas Bartholin ZFiE 38 T3 B I RFFAE . 1960 4F Klaus Patau 8N H N 13- =14,
WOUFRAIAFELR G AE (Patau syndrome ),

(—) 13- =R ETERIIRRAFE
B L B AR AR 1725 000, L AENT 2 T AR GRERAFIR I A . [RF A

T 21 SR 18- SRS AR (2 12-4), 99% B OB LI, AT 459% AULTE 14 14
- BET,90% 1 6 4~ BET .

(Z) BB EEES
80% Fp B Jhy e B Y 13- =K, BRIV 47, +13; HOR A 5 RESRARIAT O, UMY 13 S QL @R R 2ok

FIRE DS 55— OB R AN I3 8 . HOC Gy (i 8, L) 13q14q A2 UL, 20 4 B (i B 58%, 13q13q 14
- 38%,13q15q 1 4%; & (i m] RUESRT A1, At m] GRS SR AR -1 5y 7 #54 F atL i . HAURZ —
RV B R I DR 4R SRR R LR BT A S LR A 3o 2% ; AR AR — N

156 &



13q13q Sy i, ik T AR A =R s AR B &7, TP R n ik 100% , MORE AR IR . /D0 i
I AR A T, B 46/47 413, — IR AR SR

M. 5p Z&1E

1963 4F-H Jérdme Lejeune 451 Jefiil , PR LA AR AR SRS | BOURRON A M 25 G 1E (eri du
chat syndrome ) (OMIM #123450 ).

(—) 5p” LREMERIIRARYHIE

BEVR K05 R 1/50 000, 7 BEAK LA (5 1%~1.5% , 76/ LY s i i 1.3% , 754 Ye (o iR 45 4
SRR LR AL A A i T B RASIE A EB U LTE B4l LA S R R IR 1 BRI 75, 43 JCAFY
AR FRIRE Fasts 955 BT 5 R (HAAG A RS X b 28 R GE A B I B ) R 28 5 | R A< P
PRI AUITE (R 12-4 ), KRR/ B EREIR BLEE , BT 16 B AR

(2) ZBEEEE

AGR R Fr BEA Sp15. 80% FY 19 hy e (Al B i PRl il S (045 Hh ] R 2 ), 109 Ry AN -1
Gy, TR G (A a5 AR I LA /0 UL o SRS -9 F81) 11 e € R G A28 2 i 2B Y, SO M 5 L
10%~15% Ry M H I F18.

(2) 5p ZREMREHMEXHER

1. SEMAF EE SEMAF 5:H (OMIM #60927 ) 4l ;=44 semaphorin SA , J&—Fp 5z S
AR T, Sp ASRR AT RBGZ I 1) F 0, NTTRE IR I I & 8, I S 80 26k B R R I RHE

2. Delta catenin BB  Delta catenin FEH (OMIM*604275 ) & F 5p15.2, Hi= ) & A
R—FEEEE N, S AT R B E VI,

3. DAT1ER DATI R (OMIM *126455 ) v T 5p15.3, Gfith i tish Jii £ LU iz 4 (dopamine
transporter, DAT1 ), Hi RPN Ry SRR GAE L3 T8I R IUAT G

4. hTERT ERE kiR R (telomerase reverse transcriptase , TERT ) (OMIM *187270),
FENLT 5p15.33, HE ZIL R DI Re i e g vl B 51 2 R AA Sk,

h. FMNMREKEGREE

PRI ER G AL (small deletion syndrome ) Jg T3 (A b —88/ N g BEA BRI TS | L AP 6
P, e S e 5 e 3 e AR M el FISH AS I E o 38 12-5 41 1 LRI R DAY G G R u ik
ERBAE, BRI 3 1 A BAREOR S IR AR RIS E

#=12-5 HRBEMNREEEE

SBZFR(OMIM #) HEEM FEIRRAEIR BEE
Langer-Giedion ZE & 1E 8q24.1 BB AN 2 R PEEYE N B AD
(150230) IR
Beckwith-Wiedemann 7 11pl5 E BT B ARIbE 5 &S AR ASHRIN G L B
AAE (130650) 11pl5  HE #B 2

EERES LIRS

Wilms J8 (194070) 11q13 B FirbgR R TG A RGBT B IRT AD
WAGR ZEAAE (109210) 11ql3 ] | AD
LT S 41 13q14.2-14.3  JLEIHIRFIE B alkiid 28/, AD
(180200) e BT
Prader- Willi Z5 & 1F 15q11-13 BAET Wk IR PEMREZ BT JERE. B de ik &AL
(176270) F /N G YR
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ESIRE IR

RETR(OMIM # ) HEEN FZIGRAEIK BEZ
Angelman ZiGHE 15q11-13  EALRL PR ARAE” BT LK IR, e P AR B
(234400) 1 BRI /2GR
Miller-Dieker £5:43iE 17p13 B OEEART Toiml HEE 50% 56 FTREA Gy 04 sk
(247200) R EBR xR BRI Y gk

FER AAE
Alagille ZEA1E 20p11 MREIRAE 27 RE . EBh ks iz ki AD
(118450) DA e
Di-George Sprintzen %5 22ql1 WRRGEE =  DUNR SRS PUEE 5 & B HE FF AD BEEBIE
A1E (188400) ARBEHLREIR | S BRI Rk I 255

=7 | ERESIE

FERZE AR G e T A8 E2# R IW R . W Petrus JohannesWaardenburg (1932 4F) #1A
Ry SRR BAY B T — ) — AR AT R — A EAA R e R At 2 LSRG A S K B AR AR
TR Y EIREREE" 5 AN, Xl YR G T YA T B3l 0 X i — 45
WA UE , O JE R BRI R BEIRA T 20 BRI T AR @R R A S 1 1959 4, 74 H
MM L5 Lejeune 00T 1 e K BA B LAIG TR A AT 4R A YL e, B e SeAi A 21- =14k,

—. ERGENRER

B LR K AR 2 1/800~1/600, 3% B BEAE K947 26 600 4~ i [G 25 &1E ( Down syndrome, DS )
BOLH A S5 20 ot 2 AR — AR L. KRR A AR 1S = T s, G S R/
SRARIY R T 35 Hf, KA WA R . SO R T/ AR O, NS B0 S iRk sz 19 & A )
TS AL B 22 | ik 6 R R AR S BN AL S, S BOR G ARLE QA 5 2L R P R A S B R
R I AL I AR IR AR AR5 0 A O, AT e S e il A 5 ) o 24 mT s R - 1 S AL IR
MALFAF IS AT 39 B, A LAY UK PTRER =

= BRGEERIRENHE
DS AF A MR, SEEF IO GHF 0 1Q (17E 20-60, 49 40-50) % HR
SERVFPRTITA . MR DS A SR Foll S0 5210 MR IO BU MRS (5 12-6), ST
e DS AR EUA OSSR ORI 5 TR, (LIRS A 0 L S L
% 12-6 TITIIRITATRHIER DS 1B # LI
AR — IR €245 : DRGS0 G, S B EREAR LA AT, (B A s . @28
L AR 0 AR5 (), RS AR — L0 . ORI B MU ELA — S, L8
RAEATOISN TR TR I — M, Rk TG IR E . @B M 7, T
B T . SRR AR R R T, I BT 35 5N
O AT A, LB K LB REE, 5 Alrheimer FEHIAT, HERIAAEAR 51104 )
SRR 5 R IE R, DRAAFIER R AR @k HILRTIET HHN 20 £, I
NEESRr

=. ERGEIREESE

AR HORZ I [R] , AR R FR R BRIy = gt 28
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#=12-6 BERGEIATEMIGRIFERE LIRS

FHIE TEIN I SR %
MRS 82 TS R R ol 81
57 76 SRR/ 75
£ 3)) 73 BB - 68
55 1.2 BERIEE5E 68 T 64
i 61 W 61
P e 59 %5 iR 58
iqsi 58 EPRE N 57
Brushfield BE 56 HAE 55
ST 53 H Y 50
HAMi 47

(—) b=t

gAY (21- =8 BIbRiERL . HRSeit, IRl Z 5 2R 1) 92.5%., #1058 47, XX (XY ), +21,
AR S A RG4S RIS R TGO, T AR B AN T B R s U AN R A R Yok
Ay R AT R B2 & 95%, 75 5% WL T4y, H BTN — YO AN B o s 24K
S B BIBLIR AN A, W] RS e RS R AR TN SR T RS PE U AT — G R o AR AREHERR
SR T H 1 RE R S BRE 21- AR AR A ek G A, IR L AR B AR M P B 21 - —ARZEH, ]
1)L T BB AL ARAR A 21 S e oA R R B R A3 1AL 21- =R R LIY

(Z2) 2z

2915 5%, BN —4% 21 S Y ORI RIS TR 2 S D 418 G 41— 4 e ik & A= B 1
GifL Qe R S ECR 46, Hoh— 202 Gy i e i, Sl ULIE D/G B fr, Az AR 46, XX (XY ), - 14,
+(14q21q), RN G/IG G ir, A% Ky 46, XX (XY ), =21, +t (21q21q ). H #5145 for Ye (o 4, T 5
S SRR 1T R 1, HERGE 22—l e R A IE 7 1 Y e RSl &) (v #5745 4 (balanced translocation
carrier ), i WUl 45, -D, -21,+t (Dq21q) B, 45, -G, =21, +t (Gq21q)e Fe MR- 5 {or 717 4 1
B AN AT B AS , BRE b 22 08
oy 4T LU A 6 Pl
Bl (B 12-1),fH3E2BR A
A 4 FPECFIE AL, 5 IR
AMEIEEC S K 7= 4 FiA%
I

5 AT R R N Y
Sy AN R IEH H
HEA ARSI
BT A= F A, 29 173 1E
1/3 i e R BRI L,
173 RV oy i dais . A
WSRACHEZ —J& 21/21 A IEH 14215 R8HE SR-Z 218k SAma-= 14-Hk
SR, 172 LIS A G R R
R Ry 21 B 7, 172 12-1 14121 ReEAFESETEREFIREREE

N, 159



ESIRE IR

B 46, -21,+1(21q21q ), Bl B 5 21/21 5 (5K i PR
BREIL (B 12-2), B, 21721 FREGAHEH HEARAF &

B L, 24 2%, A TR A G DRI — 2 ph T A A A
WY BN 53 RT3 SR S0 (7 8 R 5 R R4 2 Q
MR e G A BTG IR AT 47,+21/46 TSR 1)
A VA ER IR L 2 PRI 2 e S i ) = PRI it
ARSI R T T8 5 24 F R (post aygotic ) 47 22 S} E A} pe
BLSR . USRS — YR A RGBS 22 47,421
45, -21 PN T 5 — AR 273, D8, S £ 9

A B8 220 R AR LUR R UCR 2257 %8, AT i & AR N A
IEFE AR . AN B R AR ARG, 1E 5 40 M 2R 5 el 2
LR RS . 7R O MAREE T T 20 24 BRI
IR AR 5 17%~30%. RS R 68 35 A AR 40 M mP 25 A 16 % 4 it
F WO R R ZHOR TN 21 - —fRB ™ E A, 40 47 ,+21 4R ELBIIK T 9% B, — AR B I
PRAEAR .

M. BERGEIEREND FHLE

(—) 21 SEEFNDFRIIZF

21 St PR A b NI — 2%, 21 B (R BT R E 2000 4R A5 52, S AN
SRR = S I PP 52 AR (A 1 4.67 x 107bp 4, 20K 46eM., 4547 600~1 000 H A,
A N LRI 1.7% . FHUL 60 AR R 21 B G R 4 11X 34, KB4 2 X, 1 X
B 14,2 K% 24 44 AT A, 2 X 2 M T 400 3 A (35 12-7),

#12-7 21q BRTHHFERCSEIRE

20215 R KA 218K (™)

12-2 21121 ReHFESHE
waREFEREREE

REARDE HFEIRC AT 21-=fAFKEL

qll.1 D21S16 D21S13 D21S4

q21 D21S52 D21S59 D21S1 BN RERZE KELERD
D21S11 D21S8 D21S18
APP D21S54

q22.1 D21S93 SOD1 D21S82
D21S58 D21S65 D21S17

q22.2 D21S55 B RE B (FZAER LR IICT K

RN B AR 8 FRAMRAREE (H T 2)

D21S3 HMG14 6 FhHMIURHIE (T B2 50)

q22.3 ETS2 D21S15 MX-1/2 SeRM O
BCE1 D21S19 D21842
CBS CRYAI

PFKL CD18 COL6A1/2 S100B

: FH 4 ML 352 4% 27 R o3 LR W2 J5 o6 240 DS [ AT 5007, 25 R R WA — By # 2 DNA J7 41
(400kb ) FEHR 4> DS YA, & 12-3 s J2 51 DS #53R A K DNA JF I DL T 21 556
§WL%E@WQ%%MO
: (Z) 21 S%eF 5 DS REBXNER

T XTER AT 21- =ARE SRR R AC R PIBSE B DS 1Y 24 FPREAEEALAE 21 5 4L AR 6 4~
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/N X 3, D21S58 il D21S42 {3 o5 2 6] 29 4 A -
smb KBS R A ks 0S| — A

RNR4

HORARHEAT % 47 2 IO 3 A% T

Vi (DD21S55: ik 13 FIFE 195/ X B a RG] Jmm |

13 R A 90 59 1 WIS BB/ WL o -

1T W TR N 8 SO - 432 Boer  |em M
CRYAIl

i E M S RS H R T . CDI8
R T R e e 2 —— Stoon 2 _
Bi. @D21S55-MX1: 235 6 FhAMARE (IR
201 NI FS 2  Brushfield BEAT 5 RE Bl /N
BE Gl BT A SN ERUNMABRILCMER), 7E 21q22.2 B DNA FRic LA68 Fll ERG Z 4] 1.6mb [X 15
A 24 M CZE A IE S X I8 ( Down syndrome critical region, DSCR ), 22 & YA S 1) JE R 2 0 1%
X3,

1. 58 NEEREBXNER

(1) DSCAM F£[H : DS 4875 43F ( Down syndrome cell adhesion molecule, DSCAM ) £ [K (OMIM *
602523 ), SENL T 21q22.2-22.3, 1 75Mb, Zi i —Fp AN ZE B0 1o 12 3 DRUAS ) R b 3 3k 7 A
HA R BT s /N DSCAM JE RIAE HoAix S A1 JE 28 oA 3Rk, 37 DSCAM 2 5% 258451
1k, 915 DS X FISNE BG4 O . L FEWAE AN 7.5~10 FIRIR RGO R Zh 26k, ot
JEFRIRE DS HSER MR &AW A R

(2) DSCRI1 3£H ( Down syndrome critical region gene 1 ) (OMIM *602917 ): L T 21¢q21.1-22.2, Ui
T R Bl PR Bt 1 19 £ (regulator of calcineurin 1,RCANI ), TEMG LS NGO HE M e gl S g S
Ko KR FATER N 25 7Y 605 R 8 1 il 1 76 , T 5 R 8 P il P 10 22 A B AR, At SR
TR R G Al BRNBE R 5 S 55 WAl DSCR1 WTRES) DS BI24 2T FAT AR A 56

2. 55K MO ( congenital heart defects, CHD ) B XAIEER

(1) COL6A1/COL6A2 H:IKH (OMIM *120220 ) OMIM *120240 ): i T 21q22.3 , ik i sk 22 Jikdik
TE WU VI (collagen type VI, al/a2; COL6AT/COLOA2 ), I IX 3 T BE RS 14 FE K , FI 8 J5E DU SR 14 144
BURFIEMEERBRARZZ . DS FRE SRA )X S HR I 7E e L eas , nr s i kAR S R M O IR AR .

(2) KCNE2 £: 5 (OMIM *603796 ): i ficy B Fi | T3 M0 B i il ( potassium channel , voltage gated,
KCNE2), i T 21 S Y AR . 78 BUAOBE & B 3R GA FE B #s L A D i R e sk K B
35kb, Zifith 123 P AERIRILT AT BIHE . KCNE2 /& A2 AN |-, N sin sz TANiEsh , KCNE2 #k 2
5T R L PR A K 3 iE , SR H nT BB CHD B¢,

3. SHIMEEXNERE HIETE DS B3 I A EREOE T NE2 20 £, i WA 2
PR UL 40 6 P 10908 R 2 MBS 20 B I o 2122.12 A9 AMLI 254 (OMIM *151385 ) X FK CBFA2
5 PEBP2A 3N, J& 5 SRR S5 - IR I LR 22— , AMLT AE 35 Il o SCH Ve, L5 m] S5
FA I A 2

4. SRDETEXRNER Nk KT ILFHI A DS B, HA k25 21 S
& I MNBH/DYRK1 3£ R4 3¢ . MNBH R 17 AN EF-4HR, B %5 150kb il it AN A 2107 =07 42
ik s i, MNBHa Al MNBHb, MNBHa 7E45- 202 )12 2R354, Ifif MNBHb R 3R35 T MEFI B B AL
SRR 27 AR O IR B B LR #RAAAE (i TATA 2R 37 IF IR 10 K58 R s il 7e LA
ZH40d . MNBHb 7ELAZH 4 Fe 0478 MNBH 5520k 2% DS 535 B ILsK S T s B A 2
P

DS A FAEEN , WP 43U 5 5 s S5 R B b B S e R M e , L PR AR e
1R RIS

12-3 EBERGEIEREE 21 SEERIXIEEN

=
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ESIRE IR

f. BERGEIEANZER ey RIRbs

(—) BERESERNZHT

1. IGERTEE  90% LA L ()95 B R 4l ML R (g DS 11 258 S8 IR BERTAE 25, 4n DS 788 A4 L
HABRFRIR TH 25 A A A ALK IR 56 = XTGBT MR E NE — &R R RS ——
Sk (B PR 8 (LA 2 ) 45 2 DOULER I RFEAE o EUBT A= ) LI A8 38 A o TR 25 AN g A SOME IR ) )
N, W W AR TTIRAZ , SO AT Y RS HT 7 AL ,  EE t R R i A R R (oA,
o VA 2 sr 4 2 AT R R LA R AR

2. FBAGE AR R, DB GRS AR, G A RRS A AR IZ R e
PR

3. MRFRE DS BE AAMTHEGER , hi ki dn i ra s 2 ot/ H 2 A% . Bk JLE
JEEGL I By B2 s S, LT3 1 F ANMZL A A2 Fhisy, TTAURYT , B8 A A B R TE 1~2 4F
Je H BB IE 1 I o

4. BEONEE  21- —ARZRGAE B E A M A A B AR B (SOD1 ) A & f 80 E 7 AR 50%,
P20 74 A B R T Pt 1 A 50%., PP E R ) e 7 21 S afh

(Z) BERESEAET

H AT R Be & B TCRr 2, T Y 2R A 2R AR R Be RS KR/ N LAE B
8 SR R AT R L E R . XTSRRI O , AT AR SC 25 M AL IESMEEF ARG YT LARE R R 1
FFT o

(=) BEREZEERITRE

APk DS LAY A 2 i nT R4 TR R EE AR R A . X 35 % DL 241 30 % DL N HA:
At DS B HNE 2 — 2 - oy 45 5 sl & A8 I RAE 7 miik 2. 22 11~13 AL
B kA DS A L% B (nuchal translucency ) (98B, #83d 3mm S 55, N ASGHE— 25k 4 5 B2
16~20 A FIK MDY 9~ 12 JE A SR B RS A M/ e (A e, Anfit LA 21- =R, IR E 4T iR .

AERATE 30 B LT, HAR R 21- =R EBL K —ZGE B A DS B s - gy 4l 3 a2, g
YEGL AR Ay o AN VA o 5 5 AR Rk A, 21721 Byl 3 WA AE T . I bR IR
AT YR T i 1 38 G2 52 B S 2 BRI, ANBE S I A2 259 , 33 B e Ja gy

(M) EREGSENE

3/4 f9 DS JIGILIEM 2RI E A ™ , EORER M A AT AESR 3 A N, A2 174 iR LRETS B AR
BERIMRT , Sk = G 84ERE ) A MHs s e R B kG , (RIF 2 B St I Zhnl Dh2e 23 s | DR
— SR PR R, AN W2 RAE . — 2 N ] DGR BB N G AT 2338 I ) o B4R 7 AR
ARESE A CEM S LGS, DS A TE 30 25 B Re T 4h T K, 38 5 F1E Rl A 138 g 1 iz e 2k
FI 2558 X ORI R Alzheimer Jg FAEAR , (H X SEREAR 0 o Bl BT 7K-F B9 BB s, 3 7E
() DS A MAEAB L URTER . P2 AT DIERIAF . H—cAar L E s A, B 8% B #H e

it 40 2

() BERGEMEESE
IR 2R L O R e R A T R ER £ 5 7 A O A, A R DR LAY IR R XRG04 41 O

T35 %) WG LRIV B2 Wi, 200050 R I 0 A A0 455 L35G 27 05 A A1 22 40 Sh JR] LR L B DNA
Frif B JC A DNA #5310 ( Non-invasive Prenatal Testing, NIPT ). il 270 28 B 2% v 0 F 22 400 10 v i
WA DS L. H T DS HLRIZRIEILTE 09 AFP (R (1) K UE3 Offf =80 1L TP 27K 7 HCG
(BRI E) 7 T P77, SO EURI (22 15~21 J&) i 20 E e = J5008 , B R iy © =1k
T T C RV P SR, DL A5 TSR, SR 500 48%-83%., BHIEER 29
SV, 1995 4F , Wallance 55 BUAEZAL01 (7 1113 J6) DS M JLAS -7t —SURIDRIZ A Gl Bl
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R B U —Fh S AR ) S W BT, TR DS AL, & — R U R R ik, HoAT
PERASW AR AR T IR A T LR LA 3 65% (R By 4%,

JoB DNA KIS B2 8 Ry 12~22 J8], sk A A g o1 Ji ot v i LIE S DNA R B, PPAS iR L
B LA E A5 UYL R S T R . TC A DNA KSR B 8 [C 2 S AF HEA T KU TAS A T 13
2E AT A W2 W Z 8] —Fi R BE U 25 - B, ABE R RIS T, AN RBAE M 2 I R UR I AR A , A6
I8 S 2 KU 3, 4252 7™ HNe Wi B 5 Sast A 00, ™ s Wi i 46 SE K e e R RS A sl o B I
UASGREN T8

X 45 VA by (v RS Hast G J5 SRR 2] . D2 1q T 2 4 1 #5 # Biie Ll i
WA 240 LB A 6 FIEC T, (32K 5 bR RE & B A0 AT 7™ A8 =Bl iR )L IEH IR L P 2 60
SR =R EBOL, B A LAY RS N 33.3%. HL SRR XU B3I, L A& XURS: T AR Jl e i il i, ixX 5
MR W3l 56 Ko Dq2lq Zy iy Far 2 BE0E A F LB 10%~15%; 4nh 35%, Tl
KBS R 5% BN, 21q22q Z 6 G Bl -5 2 RARAR R B 2 457 G AR A A& B 3 L LG D/G 5
P22, KU RAE 10% AR o 21q21q S i Es & BASE I (B g F B, O H R P A = IRk sl B fA
)G, BN BEAT TR R A iR )L PRLERACAN BEAF I , SOt B (6 B #5725 14 5 A0 100% g =4k
RUBIL AEAE o A IR IR G (GRS 5 A R KU, 24 00 dnb e T M () — AR, e HO2:
21q21q #EA A o DRI, A ST B (o 5 8 1 B B F R S

B | e

PE Y €495 (sex chromosomal disease ) F8PE YL (UK X 5 Y & A= %0 H BS54 S0 g RS AR 90
PEYL R AR U 1, (E P 2 0 1A 24 o e AR 1 173 5 26 L rb P e € (A0 19 0 0 5 T3k
12-8, BRWRN 1/500, PEYL AN 1R G PR ARG ¢, —Bani =, B X Qe Rk is Y ek
0 5 LR 2D Al P G B AN YA P PR 3R 0800 8 i (IR B B, ke e A 8 e 8 AR ™ E . R Turner 25
BAE(45,X) AR A, R A2 LB T 0 i R AR I, 22 3035 #5101 R 5 MR & i sl
Atz

#=12-8 ERBURELREER

451 ST %] IR AR
) Klinefelter ZE51iF 47 ,XXY 1/1 000
48, XXXY 1/25 000
Hifth (48, XXYY .49, XXXYY .5 7H) 1/10 000
XYY 25 14F 47,XYY 1/1 000
HAl X 5% Y 9% 1/1 500
st 1/400
5’8 Turner 5 G F 45,X 1/10 000
46,X,i(Xq) 1/50 000
Hofll GBS 1A 1/15 000
X- ZAREGEAAE 47, XXX 1/1 000
Hofth X 1/3 000
st 1/650

—. HEREAFHBERE

(—) BREBTIFEST
o 2% PR BFSEAAE (Klinefelter syndrome ) i Harry Klinefelter 25T 1942 4F 1 ekl , AR Kk

S
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E SRR

BIEF AL, 1956 4F Bradbury S5 3E 52 H & R A0 1A A — 4> X Y (@ 5 (2 Barr /MA), 1959 4F,
Patricia Jacob #/1 John Strong FIREAZRIF 47 ,XXY , AR IRFR N XXY Z881F .

1. RESR AR AESRM Y m ES M E LT 5 171 000~2/1 000, 765 5 180em LA Iy 55 44
b 17260, 7EARF B ES S 1/10,

2. IGRFIR  Digbm SN S HAEREAR AE NRHE. BE BB B
FEEM D ARG AR B R Lo s A i, MRS AN 5 24 25% 9 (G 2L 5 R 7, B R A B 5
SN ZEOE H TR , 6% s AR IE T s base . A U SEALR/NER (0 275 B W S AL/
B ARFRCR E Y 1735 S UG /NS SR R, S s An 1, JORS 7o SR 061 1) 1 3 S2 0 SRy
TEH N —2 A RIS R P RIS 2. DRURE AT R R R e MO e IE
WA REMT . —S AT ORI 2LAEM ] . RS [T R G R RIS AT, il
HRBHEAAT X YR8 H L  HEAERE ) & B A ™ &, A IR R L2, b, R
T BB PRI R AR o M AL AR

3. BBIGIEESE  80%~90% IR HIN 47, XXY ; 29 10%-~15% K45, # WA 46,XY/47,
XXY .46,XY/48,XXXY %5; /M b A 48, XXXY .49, XXXXY .48, XXYY %5, ik & B b 46,XY
{4 TE 5 4 L AR BTG PR RIS, T A AR B 0o AT AIA I 0 Y € 14 p 48 i 53 LT e G AR (R AN 73
A 24 112 SR AGISR A0 07 45— WIS B A3 B L 1/3 SR A BE T IR — R UBE AN 28, A Bk 5 I AE — K
WA PG T 2250 B4R B, BESR AR AE BE D5 50— RIS o R4 sf 2 A G R 3 B 1 s B8 v
SR AR T RE S H AR IO

(Z) XYY Z&1E

IR AR 17900, AR 47, XYY, BN Y LRk ok A AR FIE G # s —ak
WA A B A Y G EAREIA B . XYY B R —RIE R, B B Sk, # i 180em, /K
FIULIRIE T34 B IR BARIA R R AR A A T 1 R (B R ZEER T AR R AR
AT XYY R RRZAETERE T

(=) 2 XZAE1E

AN B AR AT A A B 171000, X AR PERT JCH] I S8, 24 70% Joa 91 1) 75 - 50 — AR
REIEH LT 5158 30% BHEWIIEDIREICT , ik dk KN4, Sl R4 2% LB EE AR
1/3 B AR RIRIE | 56 A% a5 &8 3 AT AR Bk s 29 2/3 BB R AR, X e
k2 B R B MRS BRI 2 0L, RV 2ROk 47, XXX, DHCH 46, XX/47, XXX, #i D ECH
48, XXXX .49, XXXXX. RAMMEEIHZ N X /MAEH I Z 8050 X Jedh, TPk A B s
SN ES , H BRI, BE SR ARG 5 i s e DLk L BRE D 85— ORI 2R o B8 1 141

(M0) $FNEEBIE

SNEAAE (Turner syndrome ) H Henry Turner J~ 1938 A ERGE , AR S R R A
ARBIE RN E R BN RLEAE, XFR45, X LR E . 1954 4F, Polani TIE5% 8447 20 MU A% X 4 (4 BT Bk 5
1959 4F , Charles Ford %& ¥ HAZ R 45, X,

1. REZR TEHiAEL B2 1/5 000, (HFE H &G MG )L AT &Ik 18%~20%, A5 TE M 22 iR

JLHT 1.4%, 3L 99% Wi BIVE R R B

2. ImRFI  MRLEE DIV T AHE B AR/ (120~1400m Ze47) AN BIONRAAE . JEE A=

PRTRAR HA JLIAS AT R RERD AN T I L R IR /ML R R BRI, 2 509% 4
B FLINIBRTE, 500 T, Bk SRR PR AT A S 2R, JEUEI T AR KL
CUNHERL, BESh, 2 172 BREAT R B B AR . B D b DR R T 28 .
HRTER A TR, S R A

3. BEMEEFE 2 55% Bl 45, X, 04 Rl A B SEH 525 PR, fe W UL G & R

9 45,X/46, XX, ZEHISEH N 46, X1 (Xq ) A I PRS0 A VTR L8 0 T Y

646 0



ARG AT R BB RAE s B R/ NFLHAD Turner (RAE 2005y X ORI SR LD E 195
{ELBR S T AN RIS 77 I B 22 5 RO A A O

AT A X e fRR 2ok A B, W2 75% YL A 2R R AETEACTT , 2 10% I R KA
TEG TR NI

4. MERETT  BRABURE T ERHE R LTS, — B REAE T . AR L R
FIG)7 AT A SR PR R AR SR AR B A, H Aok, s A B D BIDIRAS , (HANRR (R BE K = A
PLEF R

= XRBIFRSHEE

LAY X e (VARG S A A R S RIS G (AR I RER LA, T 2 e T S g (0
TR LR IX B

(—) XIEERRE (XXp-)

Xp L3R R A T B A /N Turner ZEGAEBURRE (EPEIRIIREIEH o Xp SR UNELIERE
AR W B E R Turer ZEGIERIRIE,, VA TEIRE B A2, AR BN Xpll BN AT
HATHEAE, i Bk Rk 25 A . X Q@R RS e IR [ X1 (Xq) ] BIIERFRIL S R,
PR LR T RN

(Z) X KBRSk (XXq-)

BRGTE q22 i DAL, — WA PR R R B AN 4, SRR PR 28, AN T 0 FG A 1 n B b 0 /N 4
Turner ZEEAEAAE . SRR GBI, GAFE I om et , BRIEIRR B A 250, — S8 B30 A HAAIE . X
Pt fRm R AR [ X1 (Xp) ] S Xq TPEk B q13-q26 HVEMRIIREIEH  (HA H Al
IRAE, W] WA B2 S Turner HRAF H BLA 5,

R R I R AR B G (O AR X G (LR BEREPE MR T T PRIIEAT — SR IE W Y X
RN,

BAT | XABFREETE

e OIS B SRR A Y RS R (H G R B S A EATE O AR R IE
AV QLRI R IE H A P A e GRS F HE (rearrangement )

FEAG R oA BRI, B4 TICE 1600 A Fh, KECICHA 1200 250, LT MBS 4
EIRIEA XA . HIER B R R A5 5 AT ™ 8™ B LAET: A e i (%
TSR A IR A T G RS H LAY AT REEEL = ik 100%. fEANE S R0, 4t
AR H G AT 3%~6%. HItL, oy 1 By Qe Ao sBUILAYG AR K 53 BT 2 W A

—. SiEEE ”BH
q21

(—) BEZigETE \
1. EERREARBEZMA  WRKRAP—Ir N — 2 N[l der(5)
A [R) IR G AR (] B AH B ) #5740 46, XX (XY ),1(2;5) A c

(q21;q31) #5HF  ARGEE LB R IR G QAT B R der(2) \ 5
X ERREE , 76 35— B 7 2 P DRI FURH 20 07 28 Y D 55 w31
D

& (] 12-4), Zad 3B S ac e, BRE 2/ IE i 18 Fhsy
FIEEFo BTN S IER B FASE A, TR 18 Fi2k E12-4 1BESAELAEATIERED R H
R AT (3 12-9), Ho (U —FpIEH , —FOh R E R A9 BRI AZpkPUSHAEIRE

N, 165



E SRR

#12-9 HESEHFEEN 18 M FRSERRFERENE FEE

PDEEhFRE SERERFZREFENGFERE
PORA AB CD 46,XX(XY)
AD CB 46,XX (XY ),-2,-5,+der(2),+der(5),t(2;5) (q21;q31)
&BAL 1 AB CB 46, XX (XY ), -5, +der(5),t(2;5) (q21;¢31)
AD CD 46, XX (XY ), -2, +der(2),t(2;5) (q21;¢31)
&BA7 2 AB AD 46, XX (XY ), -5, +der(2),t(2;5) (q21;¢31)
CB CD 46, XX (XY ), -2, +der(5),t(2;5) (q21;¢31)
*AB AB 46,XX (XY ),+2,-5
*CD CD 46,XX (XY ),-2,45
*CB CB 46,XX (XY ),-2,-5,+2der(5),t(2;5) (q21;431)
*AD AD 46,XX (XY ),-2,-5,+2der(2),1(2;5) (q215q31)
3:1 AB CB CD 47,XX(XY),+der(5),t(2;5)(q21;q31)
AD 45,XX (XY ),-2,-5,+der(2),1(2;5) (¢215q31)
CB CD AD 47, XX (XY ), =2, +der (2),+der (5),t(2;5) (q21;¢31)
AB 45, XX (XY ),-5
CD AD AB 47, XX (XY ), +der(2),t(2;5) (q21;q31)
CB 45,XX (XY ),-2,-5,+der(5),1(2;5) (¢21;q31)
AD AB CB 47,XX (XY ),=5,+der(2),+der(5),t(2;5) (q215q31)
CD 45,XX (XY ),-2

T - B 2R B i 2 [ R A Sei

Moy A, HoAx 16 PR IEH

2. BRRBERBREESAL &I B et IR R (8] (09 AH BL5) 7 A T REIE BE B il 7
WANRE ST 00 EH 5 A ARAEBC T I MU A o> 22 v, 0TI 1 55 (o7 B, 483k 7 2 (0 P v i 2 45
e, AT AL 4 FhSRUAEC T, Horb 3 i ELAT 843 5 R i Y A, — bRy IEFBLF, BRI AT IR e &
B PRI, 78 8% 5 1) FR A R 1 B AR I 4028 LU 1 G R , 1T o 8 DU B PSR W b e %
ABIEHE L.

(Z) ZEihZigsE

1. BRBEBBAL I —J7 A RIE YL R 2 8] 5 B Ab 5y 7 #5472, W1 (13q;513q).
t(14q; 14q) .t (15q;15q ).t (21q;21q ).t (22q;522q ), HAEFCFIE S A RE ™= AL IR AL il -, 5 1
HWHC TGS A, U B = AR R AT i 1 (LI 12-2),

2. ERBESAEBZAL  FIh—T5 MARFEE B 5 5 7 & i, i AT Bt A b AR 4
Yoty AR A R JETS BEAR B O AR, — 2% 5 (5 (8 e G AR 2% K (v ) e PRk, B = 2 e o AL
SHE =i, =SR2 I X ATE AL 6 AR R L1 (UL 12-1), Z2 K5 5 DB A% 6 Fh 57,
Horp B — Rl R & IR A, — Rl 52 S5 oAy 4 R ol e i S (A kot ™

.

—.\ BIETE
R T ) 2 AR PAY 0 i 328 v S JAS [ g e € AR R T, 0 A AN ) ) 3 A A

RSB

(—) BaffEsE
AR AL 5T 180 R TR (AR ) [ TS BORH L BE S A LARE , 158 — RSB SRR U A 1Y

{RIz e , 223 e B 07 Pl A ) 7 4G, 36 EROE AL 4 RO IR BC 1~ (181 12-5), —FP A IE R YL (A,
R ALY G AR PR A A A AR I G TR e R — R

166 0



— o0
=]

123 45678910

123 4567 8910 I T T e

at b lg L EET T 1 3
123 45678910
N PR I o o |

: 123 45678910

12654 378910 T T B A

RN 5 T e I i @SR 878010 ol i Wt
RN 0 A ey O T I
123 45678910

112|3| TSI?T: I Y Y 1, 2 B

C

= 123 45621

T Y 7, 8, 9, 105 Belik %

09873 45678910 | 111 135137 1° 789 00mmm

d—L 1 1 1 1 11 11111 55
R RT3 456 78910 . emauis,
L1111 1T 11110 1, 2r8RR
C

E12-5 BEENERERERE D RITRIRERN

A ARG ARTICNT ; B. B BB I C. LT 58 12884,

22, JRFSE MRS , 2 TR I A 225028, DG, st 80, = B e T8 2 R i Boi i
S e P S LR B BB RN o 7.8.9.13. 14,1821 .22 51 X YL (A (A A 0 A5 — AU mlg B R 7Y ) 775 B2
FARGE W T JL5 e o fA, — ok v LB 67 Bobl e, D) 5 42 A 3R B, il & 1 1IE % &
BT REMEN, IR RIS G AT A I K A DA S 1) L s, 1 - 06k 3 T
JUR AT Bk ZBRATR s 2 B 67 BB, DV EE 52 R 2 ()38 ol e, TG FN-& TR 8 & B A AT REPE i

R, W NP IG LA fG B by o PRI S5 2 e 00N 5 A2 I, ARG L A jR L i 2 o X
HAb SR, B TR B KSR A S, BT B 2 07 % o 2 A B L T 4955 0 S 8 8

FERK o
(Z) BEMANIETE

AR RC T 180 ) P 4 €0 A [ 5 BOAR O AL, 75— U o 2 PR i A
PROTEIERE o {32 R P e 2 BT A KT B 4 RIS TRTRO I T (18] 12-6), — R & A IR A e ik, —Fir
EA B AR, Ay 2 TR AR Sy B A FNBRAG B O 22K BEsSOUUE 22 R (R . SR SRR

R BRI/ N B LT & RE R R EAE I , SA~ H0C 7 AR 1 B A, =80 A > e JE B C I RERY

S
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168 &

BT SRS R AR RN Ok all A B ¢ D B
FUER LR B 250 B R AR =0 _ — WL

WA , R XU 22 i Qe R LE 1 1) R
TE LG AT, SR (8 5 1 e 0T B P BT
(ELRR 0™ A B e B i R L AR A T
A LW SRS TCW] A2
Tod 2ok BUEA TR 28 b K4 25 2R T i

IRTIRRAG . B X.21 Fl 22 S gL afk spfk ) b, A B C* b
MR R T R T, B R s O —
MHWEER w—0 ' i
¢ LTI, 85 ZAERZE, A 2 AE K, SR A
L 430 L (494 L, AR D ) JEFLIE
V7855 8 A 0T 1 E BRI R R B, DN I, bR —0 O TR
21.22 5 X Ye R B B T  Ah, — T A JEE N B
=TS E12-6 BREIEREAERS S BRI R
RENGE

e R g AR B a5 0 53 5 AP . R AR R )k BB G MER T S K
SeRVEZ KW o QAT AT 70 =Fh - W Qe OO MRS @A A GRS i . e @lk
i K B AR AR AT TCLE B E (18- ARZEAAE (13- ZARZERER Sp-LR A 1E, o — A ™ &
s e R 2 R IE B AR R B VR A, WAERRIRIREC. PR G WA A 58 22 SRR LR
BAEFRFAZE S AL, VA T S R X PR A SRR . G (R D) (i B 5l 2, SR R IE (A A
GO IRLE I S0 A R 2 AR S BT, U A R O R H JR ARR ™

(3 %)

BE

L AR ABE AR I 35 2 A e oA B LAY XU 2 B35 49 2
2. FEERER BRI PR AR A g (2 2 A BiR 27

3. P A B S IR NISBUE B IR T o iR R 2

B R R AEBFUT

iyl il



FT=F  EEERERE

[FIER]

3 M Tk T B BE A R 2K

T 28 8 %6 9% B P B AR ) B4 i PR AR AE Ao
FAE B A R B [ S AR ) Y s R AE R
B 2 A Y. 9 Bk [ L A 191 8 e R AR AE A B o
i 2 L e [ S L 1) B s R R AE o
HMA 5k [ S AL 15 B e R AR AE A

o o AW

e B L7 (immunogenetics ) SEAIFTE A= PR G 58 2 G0 MG 05 I 25 1) 3ot A BE il B Bl 2 e
FIEAE A B S AR, Afeist iy 200 [ B SR e MR pi e RS e e o B RO AL 32 M A
o S5 B SR AL, U P R R A T B o LRI AT AT 9 . A DB R ML S 3 R GEXT )
Bt AT FIRI A A A . HO ) e PR A0 A6 ok A RS SR e B R AR 70 7 AR PILIAR A B i
A AL KA B S 0T LR R T AERR F SRRSO 2, X i 28 B T RE A T R ,
A REJEMH 2

BeIE ZRGE AT 53 o [ A G e 2R BERNATIE S R 5 , AP RUN Hh 2% 1 ) S e R 52 1A S H
TWEHE S BTN A S RO AR U R, S T AnAMA AR 7 (R B, LA,
LA MLANAT EANAE . A AR T A0 A8 SR A , BEXS 2 b AR ) i A ) FHAB B i R A T
PRI, Je— AR i, RIS Sl T IR 1 e P i o BRAHIE B N G e I 2 B R R e
PRI R A B RENE , B T R 20 B bk CL A A 58 A, BT IR0 2 BEARE T 4 M 324K (T cell
receptor, TCR ) Fll B Ziffl3Z{A (B cell receptor, BCR ), X P A 4l il 32 11 43+ PR AR, AT LR 1 ZF
EZ SR iUENEY)

H1 T RGAE H SRS FIN SMRPTITHERT A& BVE T, Seie RGE R S W AN R B A H i
SR B A B A S RGEP L 1T EL 2 2 5 R (L SURAT B AR S 1 & AR AT
FURT, S st 27 Cth AT BETRIZH 27 AR foyie i DRI A I R P PR 2 2 ) R RIS 5 i R D 1Y
AN ) A AR VA AL i 22 R e R R ZH R ( Immunological Genome Project ) B E T H bR
Sha 7N L A A 2 A B S ST R R RN B P, 0 — APl TR A R D A R 2% . B AL A S
AR T S B AR I PP 2 R O R] 5 /N R T LB AT

SREG Gmmunodeficiency ) HE& RGOS G REMAL £ BN, SolE b RIS I RGN —
AR FE MBS T 5 R GIENREAR S, IR DURSER I SRIGHE RS R G R T A Lo
15, RN S ZE Bk (inherited immunodeficiency ) BR & MR S S B (pn'mary immunodeficiency ) By
S RVE S 24 1% (inborn errors of immunity ); 1 A] L& 5K KRN GIE RS, PR T

HepE ( acquired immunodeficiency ) Bk R P B B ( secondary immunodeficiency )o

G I U B X S IR LA AZ MR R B R B4 E . JUR
SRR I S BR A P AR 1 TP AR XA F B W SR 3 CATRIBR B
AT IO 53 2 e SR 5 eI 53— 7, AN S I o T ML S0 00
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X ERGE T IZAFAE R IR H AT DAARHT A T3l W e = IR0 8 8 e A BRI, PR O A TR
e, AT JEEIE RIS

AR R BRI YO Je — R R B AL, AT B AR R E RN A AR P B E EL
RS Tl T A SRR, AR 218 P e e e b R R 2 S, LA A S B R A ME IR A, R i AR LSBT 1Y
FEFH . T RBE RGN G R e e A 2 [ B PR R A R R R E 2 RS, I
el PRI, A5 2 SBAS IR 55 o I PR b A A R S e b JE T, MR J0 2RO R, K& 10%
FT 2k B SR S, 2000 S T A - B 2RI SR e BRIE S, 50% B AR 5 i (d 24T
M=), 18% FR AT MEAN I B F 5 R L 3845 2 2% S AMA R G BA 1 R . PRt 2B A &
(International Union of Immunological Societies, [UIS ) ARIEEAIE A, T 2022 4% B R 485 Fhoe Rt
JEFE VRIS 10 FhERY RIS S e b A 2R SRR RIS S mh b P sie h iy Sz
BRBE DI AR WA SR | [T RS R S e Bl L A B RAEMEBE AMABR G - e R
PPEBRPAIUR I . FEIRYT L BR T PURSSERETRY 7 Ab , BN [R] B Sl ey , i v R F M R R A
T A% HEL RT3 I 200 BB AF S Tt , T 3 PRR T P RS 06 R e R B AR AR Y i . Nt JL
T 28 B AR R I B IS 7R () ARG 1A T 4

BT | T HRRERE

T IR B 40 2 S B ) e RE AR, 434 CD4™ 4T B ME T 408 .CD8™ 4 &5k T it 815 T 41
A5 AR , 7 1A A2 Rt I P e v A 4 T o BRI E . T i R F L AR E
FE—J5 152 BN Z R AR - (A0 1L-7 ) RHARRAR 5576 5 00 09I, O3 — 5 A 252 3 T A i)
ZRIE IR o T AP IR AZ AR T AT B A TR B SR S DNA BE41——TCR JE A
Heo TCiE AN 7 b HAS S Sl Bk 38 TCR JE R HE, #0958 i S5 0 1 X 86y
TS AT 5 T Ak B 55, S 308 N e A e i 54 o T A0 sk s O Re K T
BE T REARERGSSE, N KRG, AR B 40T RE R AR T T 400, BT 2L T 40 i
BEEIEA B A0 RERERT (] 13-1),

_ CD8T4ijf
RC AP ;

CD4, CD8 \l‘.\\‘ > \@

MITHIM  T4RM CD4ATA)

MM o\ O\ *

- aAG, { | i
_:; \“}/@ \_O Q, S
Is Z7 >~ CDATHiH o

RAG, RAG2 BTK

WRELREA 41 @ @ @

HiB4N HIBAI A HRABAN i

( QJ > %X B 4K
géﬁiﬂﬂﬂﬁ\
N NK41 i O
[ \
\\—/ CYBB, CYBA, NCF1, NCF2, ITGB2, SLC35C1, FERMT3 O
R 41 A

13-1 T.B AR BRE S RERIHAID FHLF
7R T 4 B ARARAY A A i 55 S i A OC A8 3 7 S A8 i PR B L 2 B A
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J6 R AE i B A B AN 4 B Bl A S8 R AR =%, 40 DiGeorge 25 G 1iE ( DiGeorge syndrome, DGS )
(OMIM #188400 ), SRk Ky 22q11.2 HELEAAE R AT H VR S5 IR % B AN 4 (IS ILAE ), =R B0 H
P ERENTACSr: (i

IR G PRI S 5 7 i e RRR I 2% NIRRT FTHUIR 55 R T BRI (IRAS ILAE) 45 T
T A= , PO A SR S A B s e B . B LRRIR TS, MRBEAN 9 , H-SBARAL
SRR, T UL/, TR R R AL, AT O IR S IKIRE | HUIR S5 IR b 5 e o il T HARSS
JRINREBRE , 3 T AR ) LARAT MAE , v] RER Bl sl A4 . 2D A O A BRI 2 UL AE
TR

etk 22q11.2 fi45 1.5~3.0Mb BZ G PR LR, I3 HOUR BB & AR I Bk 12 0k
PRIXIH W K TBXT R . KRR R b R AEIRIG 6 FIAINER 3 .4 4K J ik, 85k B NIRE Y
WRCLAHANMAR A, T AE N IR SR B AR TR 20 A B O G T 4 ST R RS 5 Sl i . 26
3.4 MR 1) 2 TN D 7 A J R RO 55 R AN 4, T AL RE BB , 32X DiGeorge 25 G 1k
Do B A TR I BB iR 1 R R RE T A2 1, A2 M R Bk b 1 T AR DG F & R IR AL, B 0
FRERAIEE T 2D RE ™ B LABGE R B A1 IEE. T HARSS IR th 5 3.4 WHEE S R MR,
PRl 122 B A DRSS IR R B AN B A I A 28Dk L IERY SE RAPEBRFE . HAB T 5[ 5E
SRR & AR CHD7 SEMA3E FOXNI, LK% 10p13-pld 11q23 MY iR 45,

2T AE L A 2y 1 T A AR MLRE o, AT A0S A7 T 28 LI, 25 A 52 R X kA A L
WAL , W SCHFASR B2 W o X TS AR R Ao 9], A A A R S KA O R 5 o 2 3 ik 5
J5FFEEROZAE o G A A P UL AR LI SR e kAR KT I DU SN BE T AR TE IR T R
SPE LK ELARAEE RS, 3202 T 40M0%0c 25, T 4D B 1 Wos “JCR” . PR Al
K I R AR T B IR BT T -

—. EERKGRERM

FRERE A RE A ( severe combined immunodeficiency , SCID ) S22 B FAS I e s T RE AR Bl A 1 —
S i SRS o SCID [ &R A 1750 J7~1/10 T3 ,95% g I 1 , Jadoe ™ 5 14t AL Atk 240 S s g Bl
PR Z TR, ImRRIHEZHE ., — M SCID BILHAETS 6 A HBUWRAE , &) 85 Kk M RSk ™ Bk
e, AR IUA DG A ARG KM SRR A IS . R RO T AR | TR M
SRS N e SR AN B BR B0, B W TE 1 Lota S 25 AN TR R 5 AU NEYS , 22 5 sk 5 RS i i
Ko FREKBTAR L% (BCG ) T B TP HEFP Iy , IR AR I E W) 2 A F SCID [ EA TR,
SR EEIET .

T T 4% B B TS 200 T 40 AR S 1% 20 M G 2e i ke 2 I &R 2830 SCID Ay 4k [R]S1iE
JLIREL AR ™ FE D (i /T 0.05x10°/L), S le BREE P bl Bk o WRANHEATIRYT , R il
1E 1 2 NRIr.

&
pay

o
A /N
l%/\

SCID W AR T Ik e 8 e 0 B BE R AL, 108 06 f B 1) 2 AR U A 11, 1EL bl T 70%
(1 L2 JELIR 9] (9 2L SRS £, 0 PR AR £ 10 SRR IR B ROITEEA T S RS T
PGP R 9 L R B  A5 MOIR A, TR S L3 0 it LI 2 2 2 FEp b Lo e,

KLY 15% ) SCID iAo #5MEAET7 AN R, FEAEIBC A S SRR 2T 20 2 Fi,
(—) X&ESpitE€ SCID

X % i SCID ( severe combined immunodeficiency , X -linked ; SCIDX ) ( OMIM #300400 ) J& i H O
i —7Ff SCID (T-B+NK-,SCID ), i SCID {1 50% 747, SCIDX Hi IL2RG JER 5B 512, [L2RG i T
Xq13.1, % IL-2 IL-4 IL-7IL-9 IL-15 IL-21 Z AR Ye 5, A 815 55 S B A Jr B AR R, H
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US> T Jak3 TR IAEG . 1L-2 J& T AU iE Ak A o 0 A8 K 7 IL-7 X F T4 & 20
ZEIL-15 %0 F NK A2 BREE  IL-21 5 T B G FLE N RRE . TL2RG 288 [k AH
SR A T 2 M5 SR A2 BH, 5 S T 20O RT NK 40 R A To 0k 1F % 3547, B T 40
Jil NK g/, B 40 B IE R AT RE S (B 13-1), HAETE A X &8 SCID (#2848 a1 45 15 %8
AR RO FHA A SEAR BTG TS AR A s R TR], 3 Y BET A S , B BU™ EH
AR AR . K, IL2RG F7E MR ARAE X JE IR & S B ( combined immunodeficiency,
X-linked, CIDX ) B9 A

(Z) BEREMARMEEE SCID

FRAE T B 40K, YRRkt f% SCID il KB e, T-B-F1 T-B+. PIFhH T 407K
SEARAR, B 20 AR AR R

TR I 2 i ( ADA ) Sl FA4E (adenosine deaminase deficiency ) (OMIM #102700) Fb&s % W, 5 SCID
I 15%, 5 BT Qe e R Bark 1% SCID 1Y 1/3, 0 T-B- 2550, s F il R0 R 50 gy, 41 E i
IR EL AT A K™ o D RIS BR AR T IMUAE o A ADA SRR, dATP AKETHR o

O L K ADA AT 20q13.12, 4 i i 1 6 220 6, fi AL IR 1 5 AL R LT RN 2. K280 ADA 287%
S TC LGEAR B ADA it 2 K R Y IBEAEURR KT T e, B AR 2 Tl R AL B — Wl R I SR B T
(dATP ). 4t P At SR 1T S LA™ o 1 & R, X i i EL A 2% , T8 DNA & BT B b i %
VIR I B AR . ADA FA7E T A L2 40 ML  (H I ADA SRFE [ W] S g B e 28 19 S B0 Sk
EL4HL, {4 T B 40 MK B A 2IE ™ £ DI RERE AT, F80™ E A MR e BhiE . A, B A B
AR R 2 DRI 3 B B R AT I AT RE SR AN RN SO R A 1 2 S AN TR T 3

T3AN— A G A3 AR R AT AH DG AY S P2 B L J2 MR A% 1 IR W IR 1 ( purine nucleoside phosph-
orylase, PNP) (4L K (OMIM *164050 ) S [ 15 5510 , PNP A3 F 14q13. S RN i iR Sk = 94k 22 40
Pl b | T S FIVER R R LA , 5 PR B S e VI MR I R i 28450405

TSR I 3 it it ) B0 5 s Pk AL A P P A JATP T AGTP A3 B, AR i S g A 7
PE, BELIT DNA & A58 . AR ADA Fil PNP 76 1A B L2540 i rh B A7 , (E7E oAt 240 i v
TR TR, 7] AR 1 dAMP A1 dGMP B9 % AR, 40422 ADA 1 PNP B BRES , BT DL S5 DA ity H 52
M 2] ECLAELZg0 A

ADA JKF-FEAK T B SCID 12 W, Ja97 LR — i & B P A 3 L AR O o 3R 8 1 41
WA LN RS A R O B4 ADA. BRERHUMIRI T IZW A RO k2 — (A 32 ) SRR 1Y)
2y, MEAh, T R AYT . SR5E b, ADA BRFAE LY SCID J& A S —Ff g F A4 i 56 RV 7 4
ARIFTIRST B

Al 1) i G £ AR B 5t 4% 1% T-B-SCID 1] f RAGI \RAG2 .DCLREIC .PRKDC NHE]1 LIG4 .
RAC2 AK2 “FSENBFE G 1S . For RAGT \RAG2 75121 SCID (T-B-NK+ ), 1] (5 & SCID J5 5111
10%~15%. T-B+SCID AJ i JAK3 . IL7R .PTPRC .CD3D %53 R Bl il (8 13-1 ),

=. MHCI 2. | £ FRa
MHC I 2 | T 28437 3 3K BB 1 B A 50 8 BB ( combined immunodeficiency , CID ), fiE R $_LiR F

SCID ke, A R .

MHC 1 2543122355154 (OMIM #604571) & TAPI 5% TAP2 3L 58755 [ , 5L e e Bt s

TAP1 . TAP2 8 P B —Fh T i Ab PR OCH% 12 85 1 (transporter associated with antigen processing, TAP ) &
AW R, A PR 2 S P R 5 22k 5 MHC T4 T45 & OB B AR T
S AR T o EL I (A M R SR - MHCL 285, TS Bl 5 52 A 50045
AR I T AR K ARV R L CD8'T AT
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BFT=8 EEMtERERE

TEBLT , OBR b 2 2 MHC T3 T-Hg 363k, AT ] CD4" T 9k EL 4 F A A MIE: IR , S 25 e 2 75 1
) CDA™T I B 200 Py B PR , 08 T B S I Pk e 25 o 1 CDATT 4L A & 7 s T M i i)
MHC 12853, L MHC 12853 FBiG 825G CDA'T Z0MBEG . CDA™T ZR A S al S Ry
A ARG, I R R —  TTEZ. CDA'T 41, 55— Jr AR B A ARAGE % (R i h g ¥ BRE A

MHC T 28453 0 & AL 2 2%, LR S o 5 MHC T 2853 F- 36 57 sl 1) s X A
F (CIITA,RFX5,RFXANK, RFXAP ) (28 R 5845, BATIE Ryt Syl IR % MHC T 43 1 38 2 ¢
(K 13-1),

M. HEFXEEMAMEY FE

e AP B AN AT Y TKAE (ataxia telangiectasia, AT ) (OMIM #208900 ), DA 46 14 | 640 1fi 45 i
RGN RE Ny EBAFAE . AT S Y (R R s % .

SRFER T AT /NI ST R R AN YK R A IR A 3B R I A g R R0k i S R
BIUVESE 18 AT BRSPS, 6 2 it IR AN B2 IR A B A0 A A . AT AT & &R T 40
B, 70% (19 AT SBHA TgA SRIA A LLBH LA 162 1G4 BB b T ARIECN T A DrfE kK
W T, A0 S BE D REAR T, TR R AT S SR R g

HEUH LR & ATM (ataxia telangiectasia mutated ) ( OMIM*607585 ), & fi— ™ 52 (1) 41 fifd JE 394G A
SO, 515 DNA BB S0 BRI BRBA AT AT B HE R LA A Atk e R 24/ HE Y
REAE , HE I3 b L A0 M & B A o A% B i UL TCR FRTERY 7 5 YL (AT Tg S BEFTTERY 14 5 4
JERE N e

F. Wiskott-Aldrich Z&1F

Wiskott- Aldrich ZE&1iF ( Wiskott- Aldrich syndrome, WAS ) (OMIM #301000 ), H# LL L/ MRS/ |
WRIE RSS2 P o AR

WAS J& T X Bt & i S e i fd il w AR LB, B MR/ N R 58, BT
BRI , S0 i/ IMRECR: PR SRR ISR, 2 k28 T3k (H BB , AR RR I 1 e R
NERETE R 98 . PR 5y L T 20 B S RE B B S BREE /K STAIG, JR A IS | s 2 piakde P
KAGAEIR . 10% FYBEE A IFA BRI . BILKZT 10 ZHIFET .

S E KA /IR | IS TgA Fl TgE BAMIT 1eG 1EH M B#E(I%. AT T L5 55, 40
JL B A B , AR TR AL B, I SE R RE S0 T 4D RE M2 T . B A AR BLAR I S -

F LR WAS (OMIM #300392 ), 13 T Xp11.23, Zihb iy (it 5 Cded2 F1 Arp2/3 E-A1RE
.2 5P

=7 | B RS2SR

B 20 G 22 5 BRI AT AR O 2 ) S B R o B R L 0 o JRE A A P IO S A R

B ANE B M TR E . 5 T AR, B AINAY K A R K A BORBE R AN B T RO S
ST AR T B AN S SZ AR (s . R ) B AR L A A T A
(U M B A s A s BRI . — S LAY B IR EL AT FT DA A R R KRB,
S TeM, WL AR RO PLAR. AEBUEORIUR 76 T 40BN T B 40 AE SN R L B R 2
R PO AR, FCHCIRSE R T30 — A5 B S8 (VAR ML 528 ) AN HE I 450, T R B L
4234 8 A AINE 1gG HUMRIY B 40HL. 5 LAY B 20 e ks 5B e BB IR BRI S RRAE A
AL 5 R SR FEARLE ., TR IRAE 52 A0 R G BRI ST

A IFEAERHIEVEIT 2
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—. X EHTAMEE R ME

X 3 45 TG N R R AR I E (X -linked agammaglobulinemia, XLA ) (OMIM #300755 ) X F¥ Bruton i
PIFPEREE (1 IUE , 2 ARRAER B AHRBREAR , 52 X PRt . BN 5 Pk Z5AR/N, mbkiksk
A ML S ASE] TgA TgM gD IgE, 111 TeG S AR (IR T 100mg/dl), A B A0 BA sl b 2
JLSLIBTRT DI i i 45K FRER Y 1G B RIS, K2 6 A HJ5 i 1eG K-F TR, B 2 r ik
Jiett e . F kI B R PRI ER R 1 T 4R A A (R AT

XLA UEURFE R BTK, T Xq22.1, 4fi% =4 BTK J& Btk/Tec % B& 2RI , 07 TR
BTK J& BCR {551 P& AN T il /D 19 2H 73, 1208 0T B 409 3% A S B 40 LA 5 3k IO P A YR e 928
N7 A A (B 13-1)0 XLA JE F86 P AF R IE % B0 Y Pre-B 20, {HPX BTK 14 5kt FHL
i3 1 B il ik — 0 & R, S BURE LU Ak A 2 B = s B AR 1oG SRS AN BE IE # Ak
J FEAFAE R TE SRR 2R K R, BT LA A7 )™ S A 1 A R R

—. lgA ERFERZ IgG TFELERRE

IgA Bk [ (immunoglobulin A deficiency ) J IgG M Yk [ (immunoglobulin G subclass deficiency ) 42
F5 LA S B ZE IR SE A Hh BB R 17700, 523 Yt A i M ol ok i 1% o T Dol B R e 1
TgA BRI, 15 LT TgA KR T Tme/dl, i 1gG IgM /K- 1E 5 BAE AL . TgA BREGAH B2, TgA BiEEG
1 (OMIM #137100 ) F1 IgA HkFF 2 (OMIM #609529 ). 1gG 4 1gG1.1gG2 . 1gG3 Fl 1gG4 PUFE A, 1oG
BRpftE L 1eG K IEH WP — AT A TG WARESE AR 17 0L

H T E AR B 2R b 5%, 5 kA e B A0 (AL SO W ). TeA SREG R 2
20% [RIES (A 1262 1G4 BiPE , S K HE ARG | 002 PR o BRI Ab I 4 TR 1 SERR 2 M ik &
H 1862, 1eG3 MIBRBAULES by o Az ISR IRy S RUAN Y . — S R0 28 2 T e Sy iy DL /A8 S R A iz Lo (AL
T30,

TgA SREAAE 12 W7 BT S0l 375 LA TgA MR, I SRR 300 TeA 245 M 4 by v 1) 2722
TP EREE 1, R, TgA 2 B9 T BEE RIS R G0 AR AE 3R 1A, IR I — B fdr X AT g
JEARZ TgA BB B E A WA b A I AR B A B A

IgA BIA 1 BYRERL T 6p21, 55 HLA-BS8 Hff A MHC A TITZE | T 28 X S8l & S DA G i
TNFRSF13B FER 78 TgA BUE 2 BB A6

=. 5 IlgM ZE&1iE

15 IgM ZEAAE (hyper-TIgM syndrome, HIGM ), LA HIGM 1 %I (OMIM #308230 ) fiz i L, i% 8 52 X 3%
BIFRPEB S . HIGM 1Y FE2AFE S 1gM 1EH 30 7K1 LA SCH A S e 3Rk 2 1 i = SRR, 45 3R 530
B AR D R AT

W T T R A PTIAR R, 75 R B e T A0 i S5 5, B T 400 3R 151 ) CD4OL 5 B 4tififd
I CDA0 H A A, T 4L CDA0 {5550 B4l B ANEFEAT 1M [ 1gG IgA IgE M2 4

(F 13-1), BT EEAREHAT R EREE A F B (fH 2 X)) ZE0 4, B A5 TG TgA BRFA T Z 5
B M KHE A TgM AT T 200me/dl. EAb, A5 T CDAO SR 5 (9 Bk , 5 ik 40 o g 77
AR G R IE R, BB RGP AT ALY G RN i VRS I ROR A TeM [ B
Yol , MBS E A O H BB B G . TR E B R AL Me MR RR , W25 R ik I MR A R
T

HIGM A 5 Fi 25, 70% J& T HIGMI, /& i X YL A ik [ %) CD40LG % 7% 53, H A4 AICDA

G B EN HIGM2, CD40 5878 F 301 HIGM3, UNG 5878 31 HIGMS , #5 4  Je fo b ot £ .
- HIGM4 ffiiti i,

74 0



M. EEERERRHREE

CVID E*?@E—ﬁ” ﬂ?%uu’% [ %E’J{%ﬁﬁ I H?%%IJLLL? XLA ;éu,jr_%?ﬁ%ﬂ%ﬁ Priksk= A%
PR B 1 AE 52 2 P A T R N TC I B S ™ A BT IR IOV o CVID FR A S XLA f8 35 B # 1
£ 20 % 30 & LUJ5 S ARAFPEAR DI APk 8 P AURE , 53 2o 80 mT HE AR, 52 R A EBV SR (g 2k e
CVID BB 5 R ACMR B FERIER X8 M R B 7 8, P2 B3 BT H B eein , anfeze i
I | B B S B M IR B I PR ZERIB AR T R AE . 80% S B 4HAAS B IE R (B
JEM TR A T AMAE S, 230 B AR A D REBREG . F UK Sk i PR AR ER AR 11 0] LAl
B FIYR ST A PR IR

REBUEA B TR USRI (H R AR B A EOR LA, CVID /DB 14FhZERL, I CVID1~8
S ICOS . TACI.CD19 .BAFFR .CD20.CD8I .CD21 .LRBA LN [ 7A8 335

f. 2 HEEIHERMIKER ME

B LI s PEAR S FRER 25 FH I1L4E (transient hypogammaglobulinemia of infancy, THI ), 2 B 22 )L H
B 1gG SRR, L 1gG /K PAR R TgA ARV R RE. THI B4 A= 36 i 2 8L M S e B 1 5%
DI BILEWIA K HESER oG, a2y 30 K. (HJ2 THI BLARRBIER 2L H 3~6 1 H I
P H B 1gG, KRG IR 1gG FEIR T AE 36 A H RS IE %, TR Z B 25 25 K A= AR e ik
B, WA /N BB S R RN CVID. THI A0 RSB, 75 E 38 26 B 53 a9 4 it ] 740 A, 2
TNF-o . TNF-B.IL-10, A] e 54 5%,

=1 | BEMRSKRE

S KA W AT LR B ( congenital defects of phagocytes ) J2 FH 77 W 40 MO £ H 54 (Fp s 40 g s 2>
iE )12 B RE ) S5 PR R R S T ) S B R o I PR B e M 2 B e R S S IR, T
SR T] R LAY E L G M A
A W A 0 55 22 T A% 10 240 B R L e 4 e 28 00, X T e P JR e R A %) 200 A oM 2 A= e
Ve R B IR A B e (MR 2 ek ), A W2 i K 1 B )
REAHIC T BRI B A5, AT X HILAR AT S I 2 A I B AR 2™ A B R
AR AR AR 1514 S e 4R, HARPT I Y 32 B 32 AR o0 TR AE Rk b v BE AR AT AR R ) 52
N pattern-recognition receptor, PRR ), ] R G955 AR 2 38 1955 TR AR 06 4 AR =L ( pathogen-associated
molecular pattern, PAMP ), 40 AT LI BIAUAR AN 1 2 AL SRR T 77 AR A AR AR DG 431582 (danger-
associated molecular pattern, DAMP ), AE AR BITT I 52 AR, 158 R 1 32 4 A7 PR 0 VR 28 35 1A
Y RAIFRIL . Toll HEAZ A (Toll-like receptors, TLR ) JE e i 2 A —RREPUIZ M8, 7E AL T E

7;?% VARG HIE R 7355 (7 T 4 5 R @R (TLR1.2.3.6.10).9 T A (TLR4) .1 S48
{4 (TLRS).3 SYe itk (TLR) FI X YA (TLR7.8). TLR {7 53 e 53 T BbA AT P HOR AU 5 bt

A9 TLR 15 5@ B 5 ( TLR signaling pathway deficiency with bacterial susceptibility ),

—. SRR

12 P A ZE9% (chronic granulomatous disease, CGD ) J& 7 MEA TN HE S 5 I Se e B fEds . &2 X i
BB AL B Y OARBRTEE L . COD UL LRSI A5 (R EEE 50 BORFIPIESFEAS

14 e
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ESIRE IR

B WELHARL Y NADPH AU 1 MR AU 2R UR , BIHFE 1 431 NADPH JE K 2 M8 40 5
(0, ). B NADPH EALEELEG , LA TER: 0, A AL 0,70 3XFF, JR 3 B WA B 7E A W fale =
VG, FARRE ™A 0y G AL (H,0, ) S5FiE PEAR, DR LGN B3 i WP R kB T 3% K A W ) 200 P il LR
JeHOE AT DA A i A S AN o R B A5 D TE JBE IO AR W Al A b 2B A7 TR A AE 15
VT LA S St L D A 200 G2 1 225, T A PR 2

CGD YIS WM R SEE AW AN I AS BEIS SRR L DU MRS (NBT) (3 1S . NBT AR (A
FR €0 25, 7 W 200 B A e U 1) [ PSP 5 NBT, NADPH 4804k (945 SR (di NBT $225Z H 1Mk i, 75 W4
P R IR AR UTVEY) . COD B M A WE AN AN REIE X M Ve . NADPH EUb &4 5 I
e M RIS % o L W2 P R 5 e s A R S Y A €538 (Cyth558 ), iX— 2 €7,
ZEH 91kD \22kD PN AL, 43 A AL T X Ye iR 1 CYBB (gp91phox/NOX2 ) FER AT
16 FYENRE) CYBA (p22PHOX ) SEH Sifith . A WEAE FHTF IR , BB i B0 B8 A g i (L 1] RS
7,55 Cyth558 254 JE AT AL NADPH A ALRGE G4 fi 1k NADPH A4k M8 4 F H ESE 1k

T VEAAE NADPH 4 ALREGE G RIS EL R 2848, HH F:80 CGD, CGD (OMIM #306400 ) fiz' Uil
PSS X Yeafk [ CYBB JEH B , oA A IR 45 5 YL K | CYBA .NCF1 (p47phox ) Fl NCF2
(p67phox ) IERIASE (K] 13-1),

—. BYBREFAMIERRE

FH 2N M ZE B 8B (leukocyte adhesion deficiency, LAD ) J&H T W 20 0 [ 148 ARG AV AT AL e
B, AN ZRBR I SRt S ThRE S8, FECF JE % S R S5 IR IR RRIE . W ek abnifs

LAD A 3 Fh 2R, B 20 B 25 i Bk [ 1 2 (leukocyte adhesion deficiency,type 1,LAD1) (OMIM
#116920) B3, 25 5 KA EAE AN R By DU DT s MV E A1 Y . LADL G &K ITCB2 JEH
Ao ITGB2 FEHNLT 21q22.3, gl LR L& R AL G B2 W3 (CD18), AWk TH LR IL Y
C3bi 5EVEAMAE 032 K25 G REVEA IR T & 2P B, ITGB2 JE B G115 LAD1 &
HHY C3bi B2 K CRMASZAK 3/CR3; WAL MEBTR 1/Mac- 15 54 2 /ay,B,) BUE . %20 T RIK,
i 165kD [ o 4 (CD11b) A1 95kD [ B 5% (CD18) 41 . Horf B &% th J2 9k [ 40 i Th REAH SE T 1
(lymphocyte function associated antigen-1,LFA-1) FIFMASZ K 4 (p150/95 ) PiFh k4 R B[R WY 5, H
WHEAH AT h “CD11a/CD18” F1 “CD11e/CD18” . LFA-1 A E AN T, 5 104 P9 B2 40
L HABANAE A TICAMI 125 G0 LEA-1 BYBIFARE LADT B E A A W 40 AN -5 1 A5 P9 B2 4 b
A BB M4 ) R R A A , DRGSR 6 AN 5 A G T A 42 A P 200 PRI AR PR 1L

AN I AT KA G AR B SLC35CT SRIGAD IR LAD2 Fl FERMT3 lfé5 21 LAD3,

BT | #MAEREE

#MA (complement ) 4G V2 AFAE T UL AL SURCFN 4 I ZR T 19 30 22l i P & L R4S &
A, JE— R H R AR RS, I FRAME R 5L (complement system ), #5 HRAE W12~ T 6E,

RN RGOS T 43 AR A B KM B RRME SR 1 2 AMA R GE RS AR R A
AE TS P IR SN T IR 4508 AR R R 7 SR I T 7 A R 2
O, AR AN BRI T AT R R SR I M B AN A AT A (R
A R R SR S

FMA RGOS FEA MR R R RIS IR =4k A RN AT i B U AMA

By 3 (C3), MG IR 2 T I 2 AT TR ER R A DI RE, I 2 U A &1, 1 R 2
M (BT 13-2)0 SXLEAFSE MBI C3 A B BkBE , A2 I AR BERR BRI AR AL eV AR T i 42 119
- GYEHE. AMABESE (complement deficiency ), 35 A MA R GE A LA BN BT B0 S R -
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—. *MAEIB Rk RbE

MR R GE R A By — s 2 5 MRS SR M A B Y, G S 54 HGERR) C1.C4.C2, 5
B R IR MBL . MASP1/2, 23 555 M@ 4210 B.D P A1, LA R AMA S 0 345 143 €3.05~C9
(B 13-2), ZHURE Y ORBRERG AT 5 e R B RS S A X SR BisE . B I 2 A
JERYL SRR PRIR Y RGN BEARAE S R AVRAIE

AMAEE BB SR AR 25 SE B WEVE F R TR A et . 2R LR AR 1) R0 A MA
5y Clq.Clr.Cls . C4.C2 BB 5, 2 UL & 7 4 B IR RE G 2 A 0 , X 5 AN BB IO 40
AMARTE % 0T B S A SO BRI T AR oG HALHI LA 13-2,

FHorr, C2 BRFA S T DL R N3 N B ast (e PEAMAER G , & A2 2R 22 1/10 000, {H 2 K2 TJCHE
ARo C2 BBE T IR il RBEBRTA | 4 B (O 4 BRI 25558 DA AL g I AT, B & A I S 58 il
R, A 20%~40% (1) C2 BEIE LS KRN RGMELLIURIE .

C3 BRFpE D L (SRR AT . 2 1/3 BEH B/NERE R, RGO BRI W, C3
Vs oy JE e 4 (O AT A BR AT Il S S R TR B 28R D 4, W ) R A AR R MR | DA B I I A58 il 5%
B O C3 HA RN M FE R AL EZIIRE . T C3 BRI BN REA S LB o &
AW, TRES LI AE R

2 MR I E WAMA 3 C5.C6.C7 .C8 IR RGRR A 43 D I A& (P HIF) MY kEG 1
JECXT IR TR UG A 1R TR 5 J8% , TR Sy ok L2 B 1195 A i 2 A R A s I ek 2 A Ve

T R ZERMA B A B BUR HE I E A C1QA.C1QB.CI1QC .CIR .C1S.C4A .C4B .C2.C3.C5.C6
C7.C84.C8G .C8B.C9 MASP2 %5 (& 13-2),

Z. MR EBRME

AMATE T B PR A AE T AR 5 4 M A2 2% 1T R 8 R 5 A MATE MR R AMA B AT, B 4E C1 3T (C1
inhibitor, C1INH ), C3b K3 I F (1 I F).C3b KIGfE#E 7 (H I F).C4 455 F 11 (C4BP) U &
BYAEIY (S D A NE A T (DAF) BB E 1 (MCP) 4. T FAMAR G DIRE 5 % #MATE
FBLAT 3 DIRR G , BT DA— S MASTR 15 81 11 P BB 23 5 | ke S5 R MAR LA B3 SR B AL ) R 78, LM ]
T H KRR EREE T C3 I EREE—FE, #5 51 ARAMMEIEY . BR T AT RE S BCRAMAR [ A B
SR BEAE R R AR S, RMASTE 15 25 SR A A e A G R B (8] 13-2),

ot P 1M A8 e 2K i ( hereditary angioedema, HAE ) SRR AT A8 ph 2 K i ( hereditary angion-
eurotic edema ), JEAXF M A RMATE Y 8 FHBREIG , 2500 YL R B s L . AR R HAE 7434
Z/b g F A Hirh HAEL 50 5 A 25801 85%., HAE 38 22 57 Je Jik . b P2 0 B s ) b 4 21
SRR N ASTRIERA H B R M R I B QUK ) 24 s BRAE R T B, 5 RS TR B I g At 5 A=
PP GE I R R AGE P 2R B B TR B HOR U G (R ENE G 0% . HAE B P B M R 5
PELL BRI .

HAE 1 #9012 89 (OMIM #106100 ) FAMATE 541 C1 019 (14 SR 1 B, 528 e (0 R i PR s B

PE#ifE . CLINH(SERPINGI) SR T 11q12.1, H4 59848 (CLINH 45 T ALU TEAEA 102K
P, FB 1AM AR e FGA B TR . HARL TR BN AR REIE 4005 AT 6= 14
TP FRAL AR BIE R KP-19 35%. HAE2 BLER C1 AR RE TR A fFM s
PR RMATE AL EE 1, CLAMRIA T S 2R TR C1i2s2 SEEEE SR AR MASP 254, BLIE G |

U BEIT C3 AL BRI TG AL o

T C1 30 04/ T AR AR I A 8 405 3% 1 410 3], 38 5 380K (kinin ) I 2T 4 25 11 5 Tl
(plasmin ) ZEEE MAHDE P FA5 5. CL DI B , X RMA 22 50 R il e 1 2R S8 ARl AS 2, (675 C2
TEAL ™ A 1Y C2 UK -5 45 Bk 1l 52 7 7 A= B9 22 UK (bradykinin ) 36 22, X WA 22 I ATVE T B 40 1M
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ESIRE IR

2R BERER IR
leﬁ%ﬁﬁ%% ﬁﬁ?ﬁ& ARG 20, IRTRNE,
A

(B E)

E13-2 IMFRGERENIREREZMEIR S
IR AMA R GERT I = 2 i A AMAREA B3 O RESRIRD) K S ZAMATR T8 A .

K, 5 R A Y B RS 4 , 1A A R N, IR AN N5 | S 2K i

{EASVE B HAE 2 BIH CTINH 28728 S50 C1 M & M Ihhe % {0 C1 & 26k K F IF
Wo N, RS BE B AR EE C1 069 A9 5 Sk i2 W, RS ZEE A E C4 By &, M C4 &
R R, SR CLAMSI BB A GERIH] C1 3%k, AR C3 7 AL B G b It H R Y C4 FEuk i
}J_‘ZE/‘JO

AN, HAE 3~HAES %I, 7] 433l F12 .PLG ANGPTI .KNGI MYOF .HS3ST6 253 {5825 5 | e

REINE

SRR A S e BRI S SE R R S RGEK T 5 W SR 5 AP . IEH Y S

FRYGEid i 22 T A0 A B BNV 52 S UM AR B R, S BAIRPUR R | A B AR S A e LAY
- rfig. FERAGEDIK IR 5 T 5 G R R G R TR R . S 1 AR — T i S A
R R A R U S I B T 75 5 2 2 S Ay B e, i 1 B RS T B I e T 53
RMRLL 7L, SR SRS A T B 15 A ) S AR R X 4
TR PRV PR S G RS TR RS R 5 2 S S S PR I 16 K G B 9 1 PR
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BFT=8 EEMtERERE

R RS IR I R SRR SC B SE S 2 A A, 7E3R7 EXEREROR  BRXPAEIR YT A1, 2E A
IR A T RERUCN RBRG T T-BL.
(& Ha)

1. MfF2 DNA #5151 B A L R BB AR R B T 40 SR it 555 7
2. X EHR ML SCID AYIF RFFE S HBURMLH =47
3. WA ST AS [RI ST A0 S KoM S B BR A P R B A 7 2 53] 7 AR I A4 7

A T I
X T A
SRR e L
BETREDS AEEIFL

Ry 179



FETME | GRS

[FIES]

H A I R

H A B 0 2

LB A P A ol R R L
H A Sk o KO AL

M w -

H A BB (birth defect ) XFRYE K 5% (congenital anomalies ), /=38 IR & B AL R TEA (45
¥ Trhe AR AT R S5 T T ) S RER . S8 R IRJE (congenital malformation ) f& 45 DA A8 4514 5
A EERE R AR B . AR R AT R s D R BB R G R, AT e X A PR 2RSS EAEH]
S

NIEKPIIAG & B U6 T 320500, DIRT 24 266 K ,38 Jil . SZAGUN IG5, bS5 2 24 A 2e i 12
KB WA IEIL, RIRIG & T . ARG L& 8% 50 3 AR B, RURHT] TR G L
Wi, WERTIETE 2K 2 5 R 2 JA, e S B IR AN B A A . IRIR R M AZAE IR HOES 15
KZ56 K, MTIEE 6 J5 . IR 41 Ak S 56 f oAk, BB O, & Fh A 2R g B 25 TR
W1 AT W R LIRS 9 JATFEG , 26U AR DIIT 2 210 Ko eI 2 2R A UM 5 I AkSL &
A, ZHEVE MR AR I RENG 2h o th TIRBIRIR AN A= AR ER , e B R A AR BT B,
TN SRAZ BN FOR R 15200, B KA e RIRIE | SOV I S PR - Uk

B | hEREIARES

29 50% [ N ZRALURTE “Z2007 WA 5 RSO R T MR FERr “HIBE” T ik 2y
15% 76 12 AW EA T ARG HARFH “HIL” 2 80%~85% fA7ETEAS45 M Ay X 2b 57
WRI N CWRAE” BLSE Az BRAG AR R LG SR 2 E RS R SR AR A
YL R S R F R T AR R, 2 E R 50%.  H ETE RN A B R 2 A
8 000~10 000 Fl o € H A= Bl G B IG AR 45 (2012) ) 75 HY, T U A= Bl 10 i & LA, HE A B sl
RHAFN 5.6%. AR, FRESERBIE A ILEERLA N 1.3%, HEEZRS TR 2021 G010, H

: TR AR A= B, P E B ARG AR RS & A R EU N 2010 4E 11 0.17% T ZE 2020 4FA9 0.10%.

—. SeRESFAEERRTET
Pl AR U120 T A 45 A Uk 28 J&] 5 B SE 7 AR LR AR JS — A N RSB T, TEFT A R A AE T v, 2

25%-~30% SE T E AL AIRHE , P 2 80% S EINERA K. FEA R ES, h TAHRIE 511
- BIZE BT T AR XA, WTRBEE 35 R BRI A ST T AR X A
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FTNE  HAERRE

JEFR I RN R R T R skt S 7 B RIS () R B A5 5 1T A R MR R4 WA R 2E 4
W SRR, AR E: O T HAR PR LB w5 R, TTUIReREg ). (B 5 BiE s B RE A
SELERT ), QU AT A AR 2™ 8, A I 2 3 I B, e ZEAMBRE A M AL 22

P R, 2 6% A L A AR B RE R EER TR 1 R AR 2 10% (3% 14-1.5% 14-2),
JEE WRTE 0 )5 S M T L A e A ™ EE R R D MR A SR I TR . — N, 25% 1™ B T IE
BILTERINAET, 25% EA ™ B AR REELEHA FRYFRYE , 50% 25l iny 7 e TG 4T

=141 ENFERTAIARER

REGFOESHZ ) LRIRER %o
LI 10
%= [A]BF B ( ventricular septal defect ) 25
J [BIFR 5A Catrial septal defect ) 1
ﬁ%y%%*lﬂ ( patent ductus arteriosus ) 1
B VUBRAE (tetralogy of fallot ) 1
iR R "
TCHRTE ( anencephaly ) 1
fixiFi7K Chydrocephaly ) 1
/NKIEFIE (microcephaly ) 1
Bt A1 24 (lumbosacral spina hifida ) 2
B 4
JE /1524 (cleft lip/palate ) 15
IR WLAE KB4 ( diaphragmatic hernia ) 0.5
B M8 (esophageal atresia ) 0.3
ALI I (imperforate anus ) 0.2
[3EN 2
fﬁﬁrﬂ%@ﬂﬁ (transverse amputation ) 0.2
WA 5H 2R 58 4
SUN'EF &% B A4 (bilateral renal agenesis ) 2
Z 46 (polycystic kidneys ) (2 )L%!) 0.02
JBE e BH ( bladder exstrophy ) 0.03

F14-2 SEEBIAYR LRI

VaES BRERYIITFE
Ep-%ias
=" KR 80%~85%
BoA=1H KA 25%
i L3
H A B B R T RIER 2%~3%
Je R H B 7 T I KA 2%
R EEIY RH#E 10%
Rl A= AE T T3 25%
WS —FAtT FET-% 25%
1~9 Z3bT= FET=3R 20%
10~14 2 56T FET -3 7.5%
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ESIRE IR

=. JLEFTCE

e RIS JLEWISE T E R A, e 2 LI 25% AL T ™ B 25 IHE 30 1~9 &
TREF] 20%;10~14 % RS 7.5%.,

=1 | HAERERIIGARYHIE

—. thERFERISZE

R H A ke 2 Soa BIL TR L e b Il B ) e Bl PR B, 5 AR AR B 0 O - 5 4 S (Sl R ey
E) AR 0 . NI FEEAA AR RRIE

HRAE S M ZH 24 B AN ], e R R AT 43 Ay R I 22 2 PRI K26

(—) EERRH

T BT IE ( simple abnormalities ) FEE I B
PV E B, 2 FERIE ) 60%. — B fi
WHE 3 R RHE ASIE R AE B AR (B 14-1),

1. B2 B (malformation ) J&= 48 5 — %% B 5l
a3 I PR B G  HOAR AR Ji PR 35t 4% Bk
B B0 & B I R B AR SO AR R IR )T
A AL B 18] B SR 0 2 T B st 453 78 P B9 28 RO
JIERR s 2R/ B A B ST . V2 S
A2 I RHE 38 8 T 22 HE RS, 2 PRI A B
K% Z A28 HAE R 45

2. B mifk (disruption ) EIHEERE T T
IEH R E A RS T B R A R
Tk B APERIE , A5G R R AL B (ischemia ), B L
Cinfection ) RSHi (trauma) %o 141 RASRE RS EHIEN RS

3. TR ZIE (deformation ) & —Fh P N AN IE
B AATUAMCT L 2 0 R B 2548 B I e f . AN, B T E7K 98020 Coligohydramnios ) BZR A= {5
PIFIEE S5 5 T B R o (BT (talipes ). ARTE &5 & AE TAEURI G T, DAL L 1 A 56
ARG RE R 1, 1] AT IR o AR AR s AL P  (Hs L P R R8I A 1 5 T
A

4. RBRE KA 7% (dysplasia) AN E T HIE AL X — 5% 7T i THOURRT A
RYZHZL, InEEYEE & B 5% (thanatophoric dysplasia ) f& B T AT 4E 41 ifd A= K K732 4K (fibroblast
growth factor receptor 3, FGFR3 ) BERI S, [ # 2 S BRI UL B 75 AMRZ L F 54 (ectod-

P i

ermal dysplasia ) FRILFEIMEZ IR Z AL, B A A5 2k F5H &, REHKEKB S EH
AR,

(Z) BRIEBH
Z RN 3 — MR A PR R L AR S A BE . A 12 R MR BERL T B

AN TR EOY R 19 % BRI % A AE AR LT L SR AT A
AR,

1. FIAE P (sequence ) J& o1 BN PR 5 R BB IOV ( cascade ) T3 B0 4% B Bk (]

14-2), 4N7E Potter JFFIME ( Potter sequence ) & A=HY, oK 1 HE I G I LR B HE ) SR 27Kk
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FTNE  HAERRE

(oligohydramnios ), 1% 53 i JLH3H (fetal compression ), %
PR 8 B T B AFAE (squashed facial features ) |5 55 4%

\ ‘ WAL j r— Rt
o ST Bt % B AS 42 (pulmonary hypoplasia ), #45 JL
HET IR b . TR HE U
2. ZBIE  ZEAAE (syndrome ) JE 48 B A EURNE A, B
T AT — S B TSI LR (pattern ). 4134 €5 | .BEM
G Down ZEAAE AIER GG S LAY van der Woude ko

ZEAE 1(van der Woude syndrome 1 )(OMIM #119300 ) (FH
it TR T T 6,IRF-6 JEPH 2 A8 a0 45

3. KERAE  SCHRAE (association ) J& JLFH I JE 78 A&
A B FIEANEE T ER B R AR  Z5 B AR A A AL >k
i e AH AR REAL L — e A 2E . DQIBRAE 1 44 7 2 1
TEAIG A, A1 VATER SCHBAE (OMIM #192350 ) S 45 HE
(vertebral ). BELJ# (anal ) K& ( tracheoesophageal )E
JIE (renal ) BRI ) SPR . — Ml SRIBRAE Y KA 5 1L 14-2  Potter FIMEREFIITEE
PRI SC AR, T AR KU

= RERRFERDIZEA

7 I 7 A 2 T T3 S A SR ) 0 B o BB D ) A R BRSPS A A L
WHIZWr, A LB Al T E NIRYT . WA R ERHE LI, Z2UCR A A AR BEG AU )
2R3, 2 T P B 24 P s A e BRI Y B b B 2 S UL TS Qe BT I K i 2k
AR SR T P R A . W IR RIS WO AR B A A RIS RIR BB EIIOR B
W FRIAR LR LR S

B=T | BRI AR

—. M ERE

TERIA A T IS 4 J8 , AR 22 RGN — 5 RIS NIRZ 5 B A0 5 P A (82 T R AT T gl £k
L RORRAS A (9 Sk T R B G IO BN, AR T AR AR T R R . SR R T
HA I ARBERH], M2 HBUMMIRERAE S T, DAY BRA5 AT IR ARG I 2, o] DU R PR —A4
IR XIS, 8 PR A T O A A R o R SR A SR BR T ) S, B A R, Tk i S 7 A R
KBTI IL o 5 HEREDAIR G A AE R, TOM LRI Fh ST ) A 2RO W UL Ao 2 R 1 (T
14-3), HAB A RRIR 02 FK AR K 45

M R B R N HUB AT 2 AT A PSR AR R R (il = oo 240 TG B 2 30 26 ) LA R

ZHRRSCHAE IR TR A o R AL AL IR .
(—) BER

9 4E2 (spina bifida ) 15 ] 800 2R HE (AP35 B0 AT MR A3 0. HERE 00 (o TREREHS , AN
R e 5, O LR T 18 RSB R A — /N A1, B AN 51V 2, B bk 44k 24 (spina bifida |
occulta )o TESCRIMHL T | FFBIAIAF b 20000 2 IF 3 B0, VAT W oot SRR B — A 0
BRI AL, LER TTRERET 21— 1 FH B2 IR AL 25 1 B R AR L s A NP NBEAR K, AN,
PrAFNR T L4 554 0 B R 20 SR R g A RS 5 53— P R L2 T 20 A O]
T Y W2 4032 R AE FE I, B g 5% 1 SO B4 (myelocele ), /R, SRR 4T BE
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E SRR

Bl 2 A 4 (Rl B
1E 23 K JUE s 6 1 D S 2%

S > S 5 4 s — RN

b (] e £ 7y ) 5 LIS

FE A e 45 g A £ IS
W

iR B AR
SRR R AL S
H B
i ST /
H RS S5
l P B B 2 s
e 7B 12 ‘

BBk

hﬁ" Ve i, X _-i £ adile PP
¥F R PR S 4 T I A

14-3 BMEREERTEE

BbRE R ARG Tk 22 0 2H 40w 7R AR AT B AR IR R A RIIRAE
. AR HEA RIS A 5 T SERE AN — T 70/ IR ) RS LRI HER . b AR ST 2 AR AL IHHE ] L
KO 1) 2 RN R LR A T FR TR AL A R M L, B 8 AR A A T
MRAHIK . X BT BY-E I K RN Armold - Chiari BFJE ( Arnold - Chiari malformation ),
(=) L

§ JElk JL (anencephaly ) F 45 U Al 248 1 Sk A A B 9 , I ELE 0 Az I il — B g 7 Ah i 1) 722
PR, SO B LT S 238 % 21— Z00R I 5 L S0 DR A i i 1T S22 AR 0 A SO0 < IR ) i
G, VA S 0 TR AN PR ) R TR AE— 1T o T IEAR LR I A 2 R B | e R e
P~ H 2F7K 3 2 (hydramnios ), PISCA 55, 76 1] X ek 2 i )L, X Fp e d AR 25 2 Bl . Johil L
SR ULRY AR BRI (1:1000), et B HEZ 4 %, AR CLLRFIAZ 4 45
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FTNE  HAERRE

(2) #EEREIRIZHT

A 2 A Sk 20 AT DU A M 6 R A S ot L7 T K 5 o 22 5
Wk MBIV S T

Ko A 208 : D22 16~ 18 0 SR BRI R I B 6075 BB 1 (AR ), 243 5L I3 AP
G FRRAEEI AT B D28 14~ 18 NI R R 25, —MEFT TR IS AT s D242 3 AFP
W5 STV B T BRG0P 1 R, SRR LRt 522 1620 JE1 g 55
FRECEKHERT AFP A1 Z BEIIREESAS G ; @ T22 20 FJRHEAT X Zikods , A R rh 2 S eI #h At
U7 5 F A 52 0 5 1 T 22 5 0 118

—. FRMORR

SERMELHEN (congenital heart disease , CHD ) J&4i8 i JLEHH-CE I A& & 595 11 S B B B0
SE LEE R WA O o ITAER O LA AR R TG , 248 R 22805 T U G K i /8 W T Y EAS:
FFHE N FRB A

BEF WK AW 5, H AT B A L e Rt O I 2 A2 F87E 10%o, FEEH 8.9%0, I Tl
JIE R A A A b R IR T v IR 2 185, SO /D R (b i 2 0 356 1M 2R e R85 ) T mT P o
RAE S o H PR B A IR AR LA P R 45 2R

MIB A2 () BT, 56 AU IS (A R A 48 — K38 - (D28 S Rt A% T 850 56 Rk O IS , k2
SR LA I A8 WA TS SR M — PRI DR S 3 3 @ (0 AR A2 BT B0 MU JIEG 5 (DD BB PR35 A% 1) S AR O
Wi o TEJG SRR, Je MR MR BB 3 2 AR A DA R GE T sl i , (U /DB DR A 5
KM JERR FME— i o 48 Pexieder (1981) BYGETT, Hi 38t 1% PR 3R TR Bl 38t 4% A DG 19 S R0 i
9o 15 AT LR 95%~98% T EAAL HY PRIE R 3R 5 [RE A S KM o IR 115 2%~5%. i [E] R At %2 1)
B IR V8 DUIBRAE S5 A SE AR OO o DL

(—) FBIEEERR

7 [ B A5t (atrial septal defect, ASD ) fai R B il , 2 4G 00 D5 0] B AE % 8 o R W A ATl 25 Bof o
WS Ao O By Z IR BRI R B )AL s BRAT B A7 e, o i) 5 HA O A IR B 0P A e . A
5 BN 1/1 500, 29 5 e RAEC TR 6%~ 10%., 249 84% IRk B B, F A5t 057 1] 43
HR e O YA B AR IR B FLAL L T FLAY B, Ay i DL 2 Y A T e Tl b, it ALY
76% ;) [ B RO KSR B, 0 T BRI IS 07, Bt L O B W i LR,
IEAT LR KRR 5 [, (A2 7 3.5% ; BT I A s o2 T 5 RIS 1 5, B0 S8 38 104 B 1 i 2%
Fr U 5 Je BERE USRAB A J5 2%, C L2 Y 129% s DU AL s SR SUFR TFLBY D7, 5 A0 A BB e 458 ) —
TS S5 BN E SV NS Y S s SV RS 5 ST A N o s U e 1 1 i)
FE WY ; ORGP 2t TR ek S2 5 70 554y B AN sl 0430 L (200 55 04 1L RE 22 5k
FALC G, WAVE AR A EIEEIRAEAE s @R A2 5y R Rl AFAE PR L BBt . Bk p e R o5
KM Z P78 F PR M Lutembacher ZEA1IE

B B g 1) R 75 28k O ENT 2 O H R RV PO 3h R DR RS A i BE B B2 B, oG T4 0

LD NEE AR, (H Y5 IF A3l K i R O S A A I il sl bk s 7, Adi it AR SR A 7t

Ja o A EERRATT IR AR B AL
(2) =/ElbRERR

% [A] FR Bk (ventricular septal defect, VSD ) fiif FR b 2 ik, S5 UL A SE RO IER o ARG 24 7 Wity
FEILIA 0.3%, 5 AT JETPE O R 25%~30%. 40Pk RAN 1 (0B e B g 5 5, 1
J g S A Ry AT R AE R G I e B AN 4, B ISR 8 LI A58 , DT AE U 38 7K P77 A 22 1) A B AL 533 o
TGRSR R B AT RSN e DR A — 5. AR G T A R G A R i 2
) —Fh e RO E , 24%~50% 1Y Z SRAEOSMRIE , G5B 35IE (15% ). 48 K ER (15% ). FEE
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EEN) =

18 &

FIREZIRR

(8% ). JEElim2d (8% ) 45, MG A B G O TR 3 Bl o3 R SRR s > F it A LA B = Kk
Y, Forp SRR fe 22 U, T LRI fge 2 DL, 45 BRI R 43t TR e /N AT DT FLOR 484~ )
BN, — BB EARZAE 10mm £ 47, KE AT 20mm, A FCH OUFR B 2 o) 5 B3R bt 19 )5
FARREY], B RRBT TR Z o, s 2 2 4k rh o i S 4121,

HR A st AARAE L L ETARGAT , 245 5 75 0 Bl R L0 S A8 2 RO I 5 5 55 ) ) 3 i A 7 B
WisWr . SMEEFARIBANEAR I FEI6TT Ik

(=) LB IUBREE

B VUBRAE (tetralogy of Fallot ) (OMIM #187500 ) tFR % 2H PUBRAE , BEVK & 955K A 0.3%0~ 1%, 2]
A7 SE RO ARG I 5%~7% . 3% PUIRE 76 & AT AL BERE B 5 B 07, R 50%~90% . 325965 DU BRAE S
— T TR R BT 1 & B ETE , R EE A A I s kA = (Rl b S ot 32 30 ik
FeAT D FE NI, P DUCRE P AR I R Lo X ZeA AT A O sfE A O R R A & 1
A TIAREIZ T

BT | HERERIARSLE

—. HERERIRERE

(—) BERFESH AR
VFZSERIHE I H © 22 B , (Hib AT 23K 50% BYSEIRMRIE F AT R HO DY o e (o A A K ik
RRALZ G T HLE A BRIE Y R A (R 14-3),

#=14-3 BRHEREINEESH

PEES BER IRPRZRER
H—RG WY

XA RS

JiliFR7K Chydrocephalus ) XR

FRIE 25 5 AE (megalencephaly ) AD

/NSKIETE (microcephaly ) AD/AR
e R GE

JCAT % (aniridia ) AD

[ N & ( cataract ) AD/AR

/NERIETE ( microphthalmia ) AD/AR
JetA

JEFEITIE (brachydactyly ) AD

BRI (ectrodactyly ) AD/AR/XR

ZH8 /BESTE (polydactyly ) AD
Aty

LB Z A E AR

Z R NEmIE

Apert ZEAAE AD FRIEWIE I8
EEC Z3&1iE AD NNy S BN S N
Meckel-Gruber £ 1iF AR kg 24 A
Roberts ZE&-1iF AR & /IS5 5N BRTE
Van der Woude 551 AD B IS5 SRR M

F:EEC Z5HE ( ectrodactyly ectodermal dysplasia clefting syndrome )o



BTINE ARG

1. REAIET  JOIRREE 6% af R RPN R, F e EARRAR , I Bk =14
PRSI A] G R E A RUE R R, SE R BT IR R . LA G A5 40 Down £5
BAE Turner ZEAIE Klinefelter ZEGE 5p~ LA IS4G Je KIRHE B9 Ik R 2L .

2. BRERET e REIETZ 7%~8% & i T BRI S AR M5 R , #8439 G0 S B2 Y
WL (HWAT S EZ 8 EH 2 REMZ LIERIE

3. ZEREREE AREBIC KWL IE LB B AL I3, 45— 28 RGO h X2 R 50 B E
MY ER—MRIE . X T 22 BE P Ir B S R , B TR # 9T ol RIS 250 KB 6 TR &4
— A LR AT HEA TR S XU DAl

(D) MEEESHERE

IR DR 2 SO VR A AE 20 THE20 40 AR i IN , BT R Az SR 19 PRI R 2R ey Sl
7 (teratogen ). 5E AR IR & B R PREE AL =~ J5 18, BIVBEAAR JE [ 09 S0 A58 BRI B P RS IR A 5]
FEIATERET . X =P G A B WRE (9 PR R PR R PRS00 o AMBREE Hb (%) S50 551 Y AT
It NS TR BE B AEVE T T AR, A A D005 ok 222 P A58 VRO B i Tl e/ P TR . RE5E 3k
WA 71) S B4+ A= A e 7R B R A SO 7 | SO 24 ) R A SO ) 45

1. EPEESH  AHE ALY A, R R . BARIRIGEUR LA X S E Y i 28
—E WP , (A AT S RTS8 A7 S ) 35 A SR A BB o AT SRR AL T o e i A R R L
FEAE R TR A 22 0 T T BEACRIIG 4%, 5 R B B0 B4R B K FNR Th g 55 s TR I S i iz
TIRE , R a BB b, N R IG A . H il C 28 e v AR IR A SomiE I A= A
KB EE | E AR 7 SRR | I RORI R IR R 5

(1) 295 (rubella virus ): XU 5 A2 A% G M B0 57 5 W 61 - 22 0 M2 i 4 T Jek
YLIZHG T , EORT KA 61% , 5~8 JAIES 4 26% , 9~ 10 JEI S A 6%, KB E B K 1)t A BRBARR 1 9 BT
IAAE H 3 CRBEOR A EL AR 45 ) MO ERRTIE (Bl R A O s FLO S AL kbl BeAh , 8/ Hh Bk
LRSS T OEIR INIR Nk ERE R B AR R . R SeERIE Y & AR S IRG K
RYSRRER I (AT G, TEAEYRES 6 JRRgizoiise , WA A TN ;58 9 Rl i AR HL 28 5 5 5~10 JRJR%
e [ OMERTE s 25 6~9 JERULT R RIS ; 245 4~6 D IEG 5 TR PI 2 RGN 55

(2) ZKJZI7E (chickenpox virus ): ¥EURAT 16 JEERYL /K S 9 75 1T S50 , G146 1 B /NIRER A pRZ:
FH VS IGBG RAR B ARG 25 IR AT 4 RIBGOKIGHREE , 0T 3020 20% A JLAET .

(3) E 4 9% 5 (cytomegalovirus ): i 4H J 0 5 8¢ e F 2B H P& R4, 72 2B/ 3k iR
K AN LN A B AN A B R A B A R ) A SRR . BR AR RGN R
AR A S (AR 28 MBI I B 28 R A2 2240 ) e R M O R JBEAL IR IBa I e Je I L0 225 F T
R, A SR o A0 308 2 BRI, 355 1140 191 ) 81 P 6 A 2 10 A ™ ) 8 ) R B A
Ao TR I 2 SR 1 240 A 2 s T T UL R RE AR, S5 OV R A 7 S sl G S e Ay 2%
5o PTRBAENR I (HT 3 A H ) B RGN REAAIG 1075 RS> 5 AR U s SRy ) A 2k IR IRIE
HER TG TE 532 DR T 58 7% 240 M e FRS R A TR 1A , 2T R X200 BRI EA T2 T

(4) SILH (roxoplasma ): 5 HUZHE FERBUNHRAH A, 90% % A2 KR , 50%~60% F7AEHE

Tl /IR TR S5 i R

(5) ol B I 32 W Fd JURh Lo 5 2 B A Wy DK 31, i A T B S g W i 2 I
VAR RE A TPENEIR 6 BRI A JHRIE AR 005 145 A M (A 1 A L A s 3.
A BARDZ AR A R A TR AR IRIGI , nT RER B S Wt o 5 A BT RO R 1
JUA /NS /N R PR 2 S5 i IR RIVES RE & 7 A A A B W i )L B 1 s e )

SR GAE SN (AR HRAR 58 ).

2. YIREESF  HATE BIA R XA CEA SO 0 B R AL SR WU G R 445

T34, il " FE RGN S5 S A BOREE T B0 A ZE BB IS 2
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ESIRE IR

(1) FESHRETERE o B.Y AT X G4k, A o Al S 1 F , JLEms 1 5 45 SR 0 2538 i .
DATTHE H 8 A0 rh Rk 2o /b b A SR 42 A 04 N PR TR A B sl PO 6 28 T R i o 22 114 S 4, (L
LR FHEE AR AT . AR B R A, LG A Bl B SR AN A, LB A A 55 o L rpr R A dext
FEAE DNA S BB 1 FB 3 — PO U A 7

(2) —MAEOLT 2 Witk “X 287 K xt i LI fa AN, ARt 5 BR3¢, QiR 5 (6 i
JL#EZ 0.000 0068 ( Sv 27t 24 HF B, 1Sv=100rem ); 1M 4N I i 5 40 25, th T 042 IR 55 45, 0l
A AR L33 0.003 5Sve 5340, I6)7 R B RAR 22, Qiay s i ik gs 7L AR CRRn) X m] (16 L2
0.09Sv, JAY 7 it T $:3Z 0.25Sv. L, FHTFIRITIN X A BURfE R

(3) £ LU ASTR] 1A A% R WO AS ], 0 FT AR Smei 19 P11, HR IR AT UK 100Sw, T 14 At
HA 0.12Sv; IR 4mei /9 2P, A 1.0Sv A EE JF 8 i ABRA MARE 0.1Sv; i LXH R Pz R
(1R I AR 82 3 5 iR 6, AN IG 22 75 565 10 81, G JL MG R 5 5 (i b B FROIR IR 285 45 1 i 22
%, HIL, a2 R B A TS W N AR RIS S~6 JEZ Atk T, AIER LRCIRIR A B 2

X 2k A% B H A AN IR 2 T4 S 0 o3 S0 A AR 5 ), A R A AL A A 22 0 2 ek A i
(R TE 5 S PR R, i FC % G PR Ry 28 L RR PR S8 10 4 R AN, IR U T S B R 8 T s ISR
B R 5 AT AT i 8252 8 5 1.0Sv W52k, 349 0T 1 i o B I g2k K 32 B, e DU AR 28 2R St e
SRR, 0.25Sv B AT & A /NSRRI R IR R o R LHEESZ 0.25Sv DL 1 BRI, A7 085 XU . 385 LA
0.1Sv 1EH B R HE W B SRS . A RSB & A RHE (B GB05 v] 5 R TR, AR 1
WARXEHERR SR C R

3. WEHESR HEZHFSEFREIEY RIS Y BRI S S R A
AR, Tl =8 O R BRI 708)7 A2 B S a IR0 A s J6 350 v 5 A Some 1 F i 1k
AT o R 2 MEOR SURN R L T 4 I WA i 4 R SR SRR

4., IS CSOVAEFET a2 E R G R T TR R A, ORI A X 2 Wik A T
JEAK BB AS I . SN 45 (thalidomide ) 44 U0 I e, 20 1208 60 AFACAERR AN H AR )2 HF
TBITUTURIK I, 45 5L S EOR & “V3591% (phocomelia ) B TR LI A= , B AK T 25 HHERZ 45004 < Bz I 452 =
P, PadGE, ROniAsE” e R e R TR 240k 20%

(1) ZH M 25 BAT B i BOR /R . Qg e nd n] 5 RS TEAE /INk B DU R IE 5 1T 28
K TTRAEIT IOBEHEIE (6 HiILIES S0 5 R LRI .

(2) FeehiA RhA S ER . a2 IR DA 5 DR AG ILA R TR B A4, Kl
it PSR 2R T DRSS R 8, R (o T 2B 5 2 T 5 | e oM 1 N s R R R T 46

(3) FEECHUI K259, Qimedor . 2, PN TBRIDK . — FF XU 3545 S50ms 7 FH o JH v = PR SR 7T 338 e LAY
HIKF KBS TR A BA R B2 R Wb K vk e 4

(4) FLECHTEEM 2y, Ak JF R WA SRR, AR R LRE R B AR AR AE K
FRENCT PR RGE R B . TR, 7T 235 173 isLRAERTE .

(5) BUEHR PSR S nE A T AT B 1RSSR AE HUR R, PR s e TP LR R R A TE B, AR

TSRS R AR

(6) WERFLGYI MBI . WHERER 25 SR AR Y T2, i In  ve Al s MEBCR 5 W)

SRR B ] AR AT AR R A ARG I, IS BOME R O R BRI 5 B TR nT 8 R ke SE R AL
AR 5 B8 2 3 T A R 2 A8 T3 RIS R oI B A

5. EfthEMSEETR B0 U R AR IR SRS AR —E R R . A Rk

W5 EZFIEIE, ik FRGE Nk NR IR HREE/NG  FRIR LIRS 28 B 1E (fetal alcohol synd-
rome )o LA TR I A W7, WOAHZR 0 BT A6 (R 58 AE JLP- 34 R i WY S AT T AR AR 2, LR e 22 3 L
AR LB I . — R 10 SCAYZE I, FUIR L T B IE ) XUBS 3 i 90%., WA 1RSI JLIRHIE /Y
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FTNE  HAERRE

RSNt T el T R S e , B LB M ATERA . 3 Ah, MO A B AT )
i, AR A , R AR R R LAY IE S KT o WA U] SR G L AR SR , 7 T S R LAt T
W

(Z) MERRSEERFZAEEFR

TEMG LR B S A v BRBE N R S A N R AFAEAN ELAE o — 57T, PR S0 1) ot 5 | i [A 5
AR R A AN A T 3 B0 A R 5 53— D5 T, IR I 08 A e e, DR R TR e e RIS T R Ao S8 51
o8k AT AR A R (R — X Rl — AR ARAE T, IR PR ) 2 30— ORI A T R 2
BTG ARG A LA Y R BRI AT B A SE R E R o IR TR T A IR IR X X2 T B4 S SR A
[ o PR X i By S ) B PR R AR ) 5 A R A AR T T SRR TR A3 A e o X
700 4 o S 0 o [ 2 5 TR AR, T A X/ B W R BV S (5 1 220, (BT 5 A 242 )
JLPTEERAE R o AR RA SN Hraes OS5 H8U%, T 5 A BRI | (E S R 4506 LA 7L
LT IR .

TEFRIE N 2845058 1 DX AR ELAE S DR A 1 2R BRBE v, 47 H s A DY SR PR A T R/ N A R 3
TR MR A EAL A R Ul H5t  DN SR AR IR S 2 P PR (9 1 FH B

{3 . whe VL N

(—) HINHESHRIERIEER

B ) A AE FE R T T 81— R 3R - (D22 I X S50 4 2 Bt . QR L& B AN [R] B Bov) 2
F OB EA ], R 2B AR E BV B Be (181 14-4 ), OB AAE HIFLHA BT A, i
Z RN TE XA E AR B A R A, AT SRR 2 R D EPE RS NI 555 O R
MR T o @B 7R A4 -5 70 A O, T8 R O, REVEAOR . BEIE b I, SO N A 2 4
sl E R T B i R AR 2 DN Z N ME LA — BT IE , 5 E G R A SRR A A R 30 [R] 157 268 X ik
Geo OFMFRIEER, AaE R ILIET AR A TR S WL s REBRIG . FE58 B ARS 2R, LR
YT EORER AR LR SR A BT

— ST R AR > i8]

2 3 | 4 5 6 7 8 9
N B JZ I R R 2 R e iﬁﬁﬁﬂﬁlﬂ%ﬁﬂ?ﬁ@iﬁﬁ&lﬁ .
H; 15, .

(&) 1

R 5 8 > ¥}-71: 5 2

TN KRS TE £ P S E BB e B/ 7

El14-4  ANRBREERERSISEURE
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ESIRE IR

19 &

(=) SEFIERINLE

1. BRERRTAOARET 07 (] TR A0 AR, n] 75 Y S A8 e e (o (A e
AR 1 ISV T e AT A 2

2. BBHRMESIEIER  Sowpn ] TIUA AT DNA S| | DR e S B 18 sl 2 i o 2445 aed
e, GRS LCH S HIAET , IS AR B o SR A B0 1y 0 70 B AT, o n] SR A ST, (5
R B ] W A PR BT A SO R R BEIE ORI o S S R R e, R R N B

EARAET IRAG H BUGIE AU A Bt 5, R BLHh IR BOEAE I

3. MENUWERENE—HEMR SERAMTZETIN  HAYLHS LA S5 s
THLHIAN o i, BR 5k (nitrofen ) Y SZARZEF 5 HUIR BRIECEATL, vl 5 RS OOk JE: | 5 W JE A 4
A, HAR AL 32 2502 T HAR IR 1 EBE

=]\t

AR BE EAE B TG & B 2 AN S R RS S54 DhEE AR AT RS A SR SR St
RITIE & LUTE A G500 55 0 E BRI A B . AR R 2 A 1 D PR 5 35 4% PR 28 (D PRI 28 A8
Yoo (R AR ) RS R 28 (A S50 DR A BRSO 7 b2 SR ) G R TR S AR P B R
ANRAE) VLRt S A EMAIE - o Se R 2 R, BIVRT S (GL B e ik AR &
BHRH) MEZLYERTE (45 F PR LA 1E SRBAE ), 7E iR LIV & 75 BB 7 3 80%~85% &4 [ 4%
T A IR kB B S 20%~25% FIFET B AR LI AR B e AR R 5%~10%, FERTIZINTE:
REALG A IR A S A R it DAL L™ B ) A R L 5 e 2 e s CARARE 4R TE G L) SR
PRI (B3 (B BRI | 28 (B BBt 7208 DUIRAE ).

(LK)

L AP 2JE A BREE T AR B AR IR e R 7 SN A e e A ) PR AT R 7
2. HAEBRRA 7 RS Wit AT Lt 2
3. PR B AR SIRLE R A OC 7 SRR Al LA s WA I 0 A T A2




SHEE | WESEE

[ZIER]

il R AR E R
EEHATRENE FEK L,

Jib g 3% e Femh 5 S T AR R
i g6 Ak e b

JiE J 0 25 T 5 B BT o

oA W

fiivsed Crumor ) 2 40 S 45 S S T IR AO AMAAEE . IR ) A AR R R — 2 IR 2R N2 51
ZOBL 2B AR R . PR SRR R IR A Kt o Ay VBRI AR P A B DR K]
DA | 240 0 12 0 i AT, 75 e 1) R BRI 3R IR 2 — R A it A, B 9 e 40
RS R LG 1% S5 L A7 A T R A o e A 5T PR A i v BB Ok A e Ak, i R
L Ze gt Ay st A5 201 , DA R 5 PR AR R LR T, e X SR ) A A A e

-7 | WERERNSERE

—. IERYEEIIR

FRIRIENE BRI RUAE e A 30 5 R S — B8O i 2 S B R s ) S KA 25 S A W 4
SR L N B BT AT S o 15 HAT 185 R R B0 R e Al

(—) RIEREM

IR % 2R T /D B e (0 R S AL M IR R AR — , R G B R 35 A% ) IR
HRERPHEE WIS . Lynch 7E—1> 842 Z N1 2H I R K ZR h B 95 44 Mg /i, Hovh b
o e R (48 44) M~ B IR S (18 44) 288, 13 A I R MEPIEE . LA, 19 #47E 40 22
BRI, 72 44 B IRCRZ — B, BYE S B & 47 A48 N #6121, fF & i Y ok bk
A% . MR L IRSE S, Lynch B HFR A Lynch 25 A 4iE (Lynch syndrome ) ( OMIM #120435 ), Rakover %5
TEHE R Z AR 2 A~ R XT 23 5IAE 16 2 F0 19 2 w612 i 5 HUIR B (medullary carcinoma of the

thyroid ) COMIM #155240). #f — TR I, EIRFR F Db A Al 12 4 U3 AR [RDMOR T HL, 5

RET (RE arranged during transfection ) ZE K ( OMIM *164761 ) 58754 5%,

(Z) WEFERFR—HMHE

RUET 505 — B A DU T H R — R 1 S5 (i — B8 R oz 1 — Sk . AT
FERWILE 77 X M7 AU TR PR BB T e R UE T A —BOR B . 77—
1,20 X IR 440 K0 T — S LI RIS RT3 Ll 150 WA ) 0t % R 2 Foogg g o T 4601
FF A o 7R T LA 25 A R ) — S T Wit e PR35 7 R o P S0, Wi, RO T
T8 42 P B S — B AT PR DR 3R A R 2 A P A A T 0L B RS A S iy
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ESIRE IR

(=) MiEER

SRR Y &R R AEAN R AP TP S S TR A B TR R EN EE N S SR 5
IR 13.3:3:0.4, B AR Ewing 58 52U A B IR . BEURGS A5 35 S R [R] 2 i
T2 S 0 B R A [RIAREIE B et A% DR 28 A g ke A vkt 25 FE B

—. BEEREESIE

B SO SR SR AT FR A IO U (AR 7 ) W S o8 AN A S URR , A e ) DR 15, 2 I X B85
YR T MEZ WA AE AR R, B R G AR A 1AL PEIRE 25 5 AF sl e R N R e 25
%{[EO

FUE AR LA B AE MR AS /2 5%, 15 i T HEAG AS [RVRE B it g A0 (e ), DRI, 2 A i
JTRAG AT P S 22— AP R S AF FE R PR ORI AT E , I R S 2 R B n R4
Mage i B0 9 & 807 & ORGSR IF S = TR F AR (38 15-1), XX 88 B MLl R kA 7
I A= W2 e 18 2 R O — DI 145 2 TR Ot 3, eyl /D RN g g T BE AT — 58 RSP 2 3

=151 HEEEMMERSTE

EEREIR FEXRI RERRE 2 B iiE
Fanconi #X Il ( Fanconi anemia, FA ) JLEWYI B BEP0, S ik B Z W24 s, kW s
( OMIM #227650) TR A AN B4 B OB 2R A% N B
Bloom ZEAAiE ( Bloom syndrome, Ji =0 N G I = A NN 7 P GO R oo 8 L A A= W1 5
BS) (OMIM #210900 ) SR, EES M AEYT  IEH A 10 £ 45 2 A L

kML BT (ERUNIERY

P RPI BRI D HAE (ataxia  /DITEFES A Ye RIS 14714 53 DNA 4K B 2000 19 1f
telangiectasia, AT ) (OMIM # BRI TR RN RN
208900 ) LU IR A
AN B (xeroderma pigmen- X UV 8RR, RBUN N Qi 4 & W% DNA B i % 9%, 3L
tosum, XP ) ( OMIM #278780) % ORIUE itz £ B S

=. EEHEE

BTV IR — i LA e (0 A 8 Mt A% Oy XA 3k SR RUNIR B 22 Ve, R R TR B (B

(—) RirMtEBERA

FIGENELE I EA (familial polyposis of the colon, FPC) (OMIM #175100 ) & 16 & /DAERHY R B A
il B Z K ERIR AR HEAE 90% REIRYT BB IE T4 . 00 s G e i A8 1 —
o FPC JEBURAEN & T IEA 00T 5q22.2,

(D) | BUtig et

1 B 2 21 4988 ( neurofibromatosis [ ,NF1) (OMIM #162200 ) B UK T4ME & £ K&

LRI, Rz IR 0] L2 AR AR R A R RS AT 12 RS BE, A BOTR AR S AT A DRV | SR A
WZRLFAEPR . NF1ER (OMIM *613113 ) B0 SEA , Ji THMEREA 5 BL T 17q11.2.

(=) Wilms &
Wilms ¥ ( Wilms tumor, WT ) BVE-LJ: 41 ffudeg nephroblastoma ) S P ERAN LS ARG . R

70 Wilms 987 117 38%, S Y LR BRI A% Ao it XU A . BIOR AL b 62% , Aot , 22 B, Wilms
S8 (WT) Yot /R St FE 70 3o A S P, 4, 1760 Wilms 988 WT1 (OMIM #194070 ) 76 4 (o 44 11p13 K4
AR EORSEA S WL TR Wilms 93 (OMIM #194071 ) 7EYL (4A 11p15.5 KAERAS  BOR LA N HI9,
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B+HE MESERE

£ | ERAFRELSMHERE

2R VAT RO RE N AR VS AN B2 o R (LR B A R DN A ANERUE AR IR e 2
KT EIEEEAEH ., R AFEME (genomic instability ) /&8P DNA & i 55 FrEk) DNA Jy 4z
R G iAoy B AR5 H T B G AR AL, BB RO DNA FPFIATRGERE , Jr B g AR E

—. DNA IR RREESERE

DNA JPFIAFEE 245 K DNAME R RS FE TR DNA T HI 54, 3230 di et B 4 (558748 I
AR . 5 DNA ST EMAISCH) DNA B R G 2R R VIR B S RE I IIE R R 45t
DNA J¥ 81 A Fa e P 8 B 55 4% 1 12 DI B 15 2 (nucleotide excision repair, NER ) A 5& A f 22 4 Al
TR EM.

(—) BhyEEZmAE NER 18X i2EH

B TR VIG5 5 Ge s b ] 5 |6 b 768 4 % AE A58 7%, R OF NER AH A G € P (NER-related
instability, NI ), J& T 45 2828 AN K4 2 Pk ( point mutation instability, PIN ), 1.4k, PIN i 445 /8 - BE DNA JF
G AR

(Z) MM IEERiREt

FEBCAE S (mismatch repair, MMR ) Z2 486k B AT SO0 R A B E 26, 70 e 4 i i R 30 T A2 4k
HEERE R 75 (VNTR) B4R A SRR, Horb S DB 980 948 A Bk R AR T T A Fa e 1 (mi-
crosatellite instability , MSI ), TE R E.Coli H, 5 MSI & A= AH 5 1) 56 R 4 il — RS IE A5 1R I R 5
B MMR Z5¢, T2 K Mue S F Mue L3EH . BET EARTPE KB T 6 7 Mw S A Mu L [7)
TRFEEDR, DNA A 20 AR (Ang 78 ) Fnis el Zs (4n DNA H 354k & 0 iY R 2R . Hp—AsiJL
A MMR FEFIR TGRS, 7] 3 MSL & Az, J5 35 Al 5 | SR G DX I3 o) e A A B PR (R R D) B 2R3 . IF
FAEOLT AR B IR N BAT A ICE B A ThBE, LA MST R BN BIME . Y4515 5= JE K 2 35 if, MST
PR R B, MST 2 T 58 4% M 35 B P Pk 28 i ( hereditary non-polyposis colon cancer 2, HNPCC2 )
(OMIM #609310) ) = B45AE . MLHI JER & HNPCC2 UK LA, J& T3 A, HAL 16 S 2o 4
e B RVEZE R I R . MLHT BERJIE5 MMR SRR B VIR DG, BV MMR BE IR 6 5 MS1 R,
RS MLH JEHRG . NER RGAUEE AMEME SRS AN S A s | Y 5722 , ik LR 228797
A TR TR 2 v DR, 7 g 2 P, MST 58 NTBE R 3 AL

—. RBEFFREESIERE

Yeta AT E M ( chromosome instability , CIN ) & SR o 5 UL 5L R AR RROE 1, (s e e R
BOH SR SRS AR b IR g AR SR CIN Bl R A, e AORFRE PRI
LT IR A A 35 A% 2 B

(—) MEBAErERYERE

s /DKo a5 S5 R 91 e 2 IR AN KRB R I AR R AR A, B 45 . — A%

(/SN A 3 SN A LA N R N R R 1 A R N S AN I L Vi SN S R 7 N P

e 240 L € PR T S ) 2 AT o AR AR A A i LA
(Z) MEAERerENRE

T L RS H S T 5 0 e T PRI I (o AT U £ e 6 5 2 R A (T S
SR A TR SRR O A I e GRS A S 2 th T A R LR R R T R
TR T M AR R S5 MR BRIC S K (marker chromosome ) IFS. FRic e (ks Ak
S S PRI, o, A SR O Y (0 UL TR R ) DB St i AR LA A

Fotbo MR SEPERRIC A CACH DL TS Iag (R 22 el A i, 2 i iR fiE e B
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ESIRE IR

Bl 3 G 4 K ( Philadelphia chromosome , Ph 4 {7, 14)
Jo N2 logd 4 i o e ELAR SR R A R S P AR T e £ 1
Nowell 1 Hungerford 7£ & V£ &40 i H ML ( chronic my-
elocytic leukemia, CML ) ( OMIM #608232 ) BFE R —
AT G YL i 22 Y A DR 7 5% B 29K ( Phila-
delphia ) ZILMITE4 . Ph G fRR/1 £(9;22) (q34;5q11), -
S 22 S YR KR 9 YL A KB ASRAR T 5 e =
JITEC (L 15-1), #3 90% B CML i HAT Ph e fafk, 9
AP RZR A WA s Ph G (R 58 T AREAR T B,
HCRT T CML B R0 5 55— 0% Ph L kRl G
L[N 2 A 2 11 (0 0 1) 25 9 JE B s SR IRl i T HLIA T
WL RAT _ :

Rk (o KR 595 DNA BUURIES S0 Bkl — L ?E
A U T 254 D 91 VR AR S R S B T ) U
Sk DI e S K AT EL CIN AR . CIN A1 MST A5 (R 2 - der(22)
BRI S KA g e o
AR BT A SE G TG A A B R RS S
S ST SR A R 0 Y sl Rt e b
TR

(=) MRS E

Uik (telomere ) J2 ELAZ ALY (AR A I (1 — FRRFIR S5 4 , 3k DNA AR AL AL 3k DNA
JEE T G IR ERSE TR E T 5, R Y R AR G sz i . ASIRI YRR Y sk DNA 527
B HAS—2, NAIHALEL 3 03k DNA JP5 i 5" 8 3 J7 1 (TTAGGG ) n SR EREE & P54
VR — MR ) RNA il BN i il (telomerases ) i, SpbiBEA-AE T A0 2P, TR 240
TEH RGNS R , sk i) B A AR A - i 45 50~100bp , PRI, Stk A< J3E -5 A0 i 3 A A

il 988 S A LSt A 4, 5 A S A i £ A 2 A SO R R S H R H S
TP53 RBI 3 D BB 55 25 7 5 5088 S R 1) AT A AR 285k e iR 28, b R 2 5 A ge T
R S TR T 1 3 22— 2 A W A B AAT T b i , 1 R R AR I A 2R ik A Ak, TR 4124
JH TG St il 5 A T 2 e e 40 e v e A 2 BH P L 85%~90% 114 A B8 Ji A EL AT AS T BT 1) iy
ARG, DRIk, s it ek A A A A B B 25 1, AT RS2 — ) Y2 M I A i, T T g 1
LW AT, SR S SRR 4 E TR A T RS

151 1SMHERMBIE B Msts R AR RER
(Ph Z&fK)

B=7 | WEEEREISHEEETI—T

it e 200 ML ) RS AR A DA 5 1 H 511 200 AT SR 5 L R A 200 M 28 o 2801 40 O B )

PSRRI S OB R DY A A DR A D SR DA Y R 75 S0
SRR T N 7 R A D R A BT B T RS A BB B B R
R R A L T DR OB BRT) S8 D R0 L DR R SR ) 10 3 2 R0 2
R RS TR
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B+HE MESERE

K", 1970 4F, Martin JiF ] e {5 48 B0 % AR 1 “PT RS A I 7 J2 Rous PRI TE (RSV ) JER 41
) —DHEEFE R sreo PRI B SAATE T 25 P 240 IR 3 AL Y TR AE K7 Bk Ry 2 98 B 1A
(viral oncogene,v-onc ), QK44 sre N v-srco

2. HEERAEIL 1976 4, Bishop %5 ] v-sre 1) cDNA J¥R4%F 5 TF 5 W 40 At 35 R 20 01 7 2
2 G5 R A A M SE R TP AR S v-sre RIRAG TS, E— 20 0E SCAE Sl 40 M -t A7 7E 5 A el 240 i
ARSI RE R SE LA, BR Ry Al L BE A ( cellular oncogene, c-one ), 744 4 C-SRC, 3% & | M EAN I H
YTE R SE IR . 1981 AF, MR AL YL S0 AE 36 ] — AN 5L 0 & R B AR AR B, R O el T i A AN
FEP RAS , 2800y R BZFE IR S B L A ras (v-ras ) R BETRTIA

(Z) mEEMS SIS 2R

1. BEREOBES EFHAREREE
JIT b (4, B {4 e A8 v R Y B DAL, BR
i FE ] (proto-oncogene ), H 2 fith 7 ) ]
53 AT 7E 248 R A 24 S | 24 B RN 4 A% rh
(] 15-2), %8 3 [ Concogene ) 12 45 HE 1% fifi
AR A iR ) — R PR, BT 2 e 5
A 24 L TG IR R 2 AR R R0 1 DR
HEH

2. ERmEFYIINEED £

(1) AR F2E: 2 e S K 4 b
Y A=K A F (growth factor), J& T 43 WA M
KPR, 57 T 4] 1 223 B P, AT i 24
AR BN, EGF Ji ik PR 9t 7 ) 3R B 2B
KHT( epidermal growth factor, EGF ), JaE ] 15-2 [FREERREFI5H
HEREERKRHETFZIREE .

(2) AR T2 A2 2R I R 2t 7740 o0 A 1 TR 324K ( growth factor receptor ), {3 T4l il
FEE b, S5 AR B A DR 25 6 TR B0 |, i — 2D B0E e ST W15 5 1 08 4 A I S S A LA, RS
ML — RIME S 2 e, B0, ERBBI 55 D 9t 7= ) R 3% B2 A A IR - 5244 (epidermal growth
factor receptor, EGFR), J5 % 53R A K H F45 5 F S EGFR /- 10{5 58 %

(3) 555 300128 : R Ui SE R B P W) (5 5 5 2 00 Z2 0 S SR 26 e , 1 T U2
SR 3 R AR Al e A 09 A4 AR R T 26 D)RE . AN, PI3Ks A BE 2RV , HAT 24Kk
L, IF AR RE R Gt o (245 EGFR 75N Z R AR 7 T30S PI3Ks, J5 # B LB wE iR 1L , JE
R LA 3 AR ( phosphatidylinositol - 3 - phosphate , PIP3 ), 5 B RS TN P9 e S, VR T 2
HFE TS TR ARG

(4) DNA Z56 H IR SR 28 JUR A L R i ™= ) >0 DNA 256 8 RIS SR, T4l
MU P, Ja T B AR R, 308 5 8 R DG IR PR e S A A2 o AR E A ML A 38 8 . 94N, NFk B )& T-5%

ST AR PIP3 A SR 5 % P, AKT 38 1 GOS8 NFkB B R, AR S AIRE NFeB 73

GG A AR DG R i % i A, b — 20 R AR BT AR 2 DB

(5) 2 J6 ] 300 28 0 R0 00 6 ) 300 8 0 RS P 8 A 1S+ 0t SIS D R PR 4 % 7 400 S A L B R
(eyclin ) F1Z0 M & A 25 EARASPE 3 ( cyclin-dependent kinase , CDK ), t037 T2 A2 P, X6l 441 fifd J&] 40 12F
FEEAMEHEN . %40, CDK4 #1 CDK6 5 eyclin D(D1.D2 F1 D3) (454 Al {2 AL G1 I3 A

=S H.

(6) W00 T2 B RO A R 28 = 0 A 0 DT W0 2 81
AL AR L), A0 A% A SR DS (121 15-3) IARME 3% e (Cyt ) A S TSR
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ol [EFIREZ IR

( 15-4), Bilan, FLIP F1 BCL2 7EAET -2 R T T 38 BN Cyt ¢ A 08 T30 4% Hh 43301 J2 45400 ol 20 g
JATAEH.

HRAE AR Gt =) 1) D B8 S T e (5 5 Sl B S ), S 36 R S B AR e b A i A K 3
b Ak GBS R ZE EERS AR T AT RE , T L, BT XA RS N ] B R R A

ol s

O,
CD95
( Fas,Apo-1 ) HH
L dh¥
[ |
A
= [ (oD)
_ @D FADD
Caspase 8
il —
FLICE #ifil 8 1 it
(FLIP) ( M;%‘:'f ;:ﬂse )
BN Fcaspases
{Mcaspase95k3
ML

15-3 FECERANSHIBTIREZ

Procaspase 3
/ ONA BRI _?Q':a 2

Procaspase 9 ———— Caspase 9 —> M

L DNA WK
Caspase 3

s

AL C

000

Mr-ESEF (AIF)

DNA#E R (I PARP, DAN-PK) %i#

PEA ANz

Sl Y A 4 H DNA B
15-4 #HREEER C NSRRATIRE
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B+HE MESERE

(Z) EREEMETLS

Jir i R R T I LR 7 ) ik
JE SRR EOE Y R 8 S & A BT
TERE 5 5 00 55, 2 1 e e 4 % AR
K.

1. BEFKFRGENH

(1) AP 34 (gene amplificati-
on ): FE R 1Y J2 i 968 5& K DNA J 41
P2 UURR SN i HT B2k, 2
BTG ORI Z —o TE40 3545 5
K-, LA 1S 2 B R XU A ( double
minutes , DMs ) F1#4 i 4 (4 [X. (homoge-
neously staining region, HSR ), TE Lt
LT, 9 8N Bea s g 6k, 1%
TE— I HIE BSR4 4, /I DMs
(1 15-5A), 49784 R BOR 25 S e
AR, G AT BIUAH X fff e |
RGN e e 9 1) — B X
B, B HSR (&l 15-5B ),

(2) Fahri4iA:— BAE K
A A 2 — 3R R I A 37
K iy # & JF %1 (long terminal repeat,
LTR) B, JiJE Rt T 3

(3) ARE: RREALEEIR 15-5 MRy IAE
i DR 254 X AR 26003 X, DT AL SR B TR %

R D g 35 TR A 800G o B, RASS 6 1A
55 12,13 3K 61 BT 2 ith 17 51 45 28 25 76 e v s A7 76 . FEIE R RO, 1ML 76 2840 RAS R
P 22 [8) T A B 4, A T — R ARIR A, PR A IR % A B RE . RAS fH %8 A8 AL T RAS MG TR
I RIGIE AL AE  ff RAS 2 A IRZA TE MRS (K 15-6 ),

(4) Yeta kb (v 55 dHE : 7 D5 35 DR 356 R 88 437 ol HL R SUT & A 0 e e i ) 437 5 E R, 7T IR A
B HEH S I BTl AT X, S AR SR S R, o, Y ddk 9q T 22q By Ay T e ik
9q ) ABL J5 9 KRS, T4 (B4R 22q 1) BCR IR & A v, 772 A B & P BCR-ABL 2 F1E3UE
VAR T R i SRS PR B AT P9 s & A Y R R . K 228K Burkin R B R BN 8q24 Fl 14432
AT Sy A, B G R DX 5330 S MYC 5 5 R R e i 3o B 1 i i IR i 2 S IR e , 5 67 285 SRl MY C

HEPNRS 5 G PRAR IR D T, PR B AT SRR S 1 D, R 20 L0 MYC SE i BE Rk

(& 15-7).
2. BIEREKEECENS

(1) DNA 2 HIBEAL « i HE DA IRA R 51 A0 3 85 Fr 810 26 FR R AR ] 38 sz sCFE PR e sge P

52 A5 RETT S U R PR i — P

LN

HE DR 5%, LRI D FOULE A% 7 KPR LR 2 —

(2) AE4iF RNA F5H52 38 I ISURAEIA B 500 RNA F5512 microRNA 635 F ., WTEORA

(3) HHIEH CWAL B E B4 5 DNA Z AR EAEFHUES , DNA 5 g , (8 TR
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ol [EFIREZ IR

TEEERIRAS

HEHT12/16
1 2 T L

®..

15-6 RAS EEREME

C-MYCER 5 D HEE S ! et
s otk J 1453k
14tk 8B Rl

15-7  Burkitt #EEREAZLS C-MYC EERE

—. iNEER

PR FEA (tumor suppressor gene, TSG ) A&F5 7 1E 5 4 rH A7 AE B XT A 3G 58 | 43 4R o1k Ak
TR — LA JRIG Y TSG TEMMIRE A K 8 v #4255 30 1) e i e R ) 45 22

(—) #EEENRAIARER

1. MHRERRASERS 1971 4%, Harris WG MEHOAR B B — A5 5 Qe GV BURET 4R 0 i 5

HeLa g3 4H A AE PR SN TR G (UM MR G D26 B 2 3, 2 A0 B 9 A6 4 A2 B0 R T B AR IE 5
R, HBORUL AR BT, A A SRS R | SR W I e 0P e A AR A
BT R BT SR O T AR

2. FIRMMEESREAIAT  SPINT TR B, S S 20 iU (retinoblastoma, RB)

FEE MR AN 13 S Y AR AR TR R, AR R B R BB IR R), (HU2 A6 R Y
JNX I 1314, FR R He/NEE & X (smallest overlapping region, SOR ), #HF—2E057 & B, 13q14 X B 510
ISR 200 R S B, B 2 X A A - 0 O 5 B 20 g e A B DA DG B 6 R e, AATTRE R A G
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B+HE MESERE

AW BARAEM XI5 T 83— A LN RBI,

3. EMELAT SRS IE R LU H, IR A0 i 2 A R S R (Bt 2
BARIE) I — D EI FRAAETE R o IR R 2 G P 25 R e 40 M i AP AR G . Sl i
FeA P IRMIFSE AT LA R BRI FHG 1 E (SARA 2 DR, b S 35 DR e 2 28 /45 11 = BEAG I B

(2) i=ERRBBEYRIEED 2

1. BRIDBIEFZE A0 5L TR G 7 oA 2 SEAm ol PR, v ) A R R ) 2 S K F-

2. {EEEEEAER  WIMEE R IS4 DNA Hififs & &, 4 DNA ZHlsR A BE
BT, TERE R AR M b R AR .

3. EEREDTFER  MINEILE Gt = YA AT 53l e h R IR . 40, PTEN 38
1 PI3K THAEAMH] PI3K/AKT/NFkB {5 55 S %

4. ‘HESEEBHDRIRIF2E A i DR it =40y kg 40 T ST ) 1, G 4 2 ) B ol s
IV 6 300 28 AR S ) PR o 9, p33 sl i p21 M % CDK4/6 Xt RB B4l , 5 i i
il E2F BELE4iprh G1 3k A S 39, Horb, p53 . p21 #1 RB1 )& T4 JEWmb . 59— 4 )5
AR PR~ S 240 ) 5 5 1 AR A R T ] P 1 ( cyclin-dependent kinase inhibitor, CDKI ), i i3 1 ]
AN CDKs 37 P41 ) 40 e ) B 2 7

5. BUESEFER i L il

e WAF/CIP K#FDNA
TR E N A s S HrEy P N T
Fy A KR 0 B P B R R R B J T\ Sa
U AR (0 ps3 . Y MDM2 e
SN K DNA L0, 7L, LRSS %\/RB[ I wox|
DNA F54445 3 5 DR o EC TG A8 S I, pS 3 o /‘ \/ /" e
I B R BT W RO R T st gy CyelinDl o
B A TR, B4R sE T (18] 15-8 ), i

(2) IMEERLENS =

1. BEFIKFELENLH

(1) BZAR : g 5378 n] R A AR I B R b
DX S DX 098 5 DRUAS 7 A i B 11l 1 3k /KO B ARl ™ A JE T BB 2 AR FR A

(2) Bk« BRI AT B 3 A8 DUl 0 P90 22K I 8 T R A AE g XA i X

(3) i A AT RSO SEN C% . 40, PTEN 55 7 A1 A [ A Bl 338 A AT 5 [ A ] 2
TIZE75 B PTEN R 263

2. RMEEZEENH

(1) JRsh7 X FF Ak < e sl DX FE A0 ml 0 s 400 35 PR %) 2 SR A HOR 7= A 4 T BB 2R 1
o B KR

(2) ARZHS RNA P85 55 s microRNA ZEARAS RNA F65 7K -5 10 m s Re 4 s A i) (909)
B R FRIBIKE S

15-8  G1/S EfiEEEXERE

(3) 41 A5 2Bk 415 11 2 2 BEAL B I O 4LEE (1 53 UL DNA B 4, R RS

F0 G A BEA S AL, AT A AR SCA R L R A 5
=. WERESMRERRREE

LA AR A A 7 52 A G A m ARSI . A A ( checkpoint ) 245 40 A AR —

FI WAL , 38 S 2R A T B R 75 S AR S IR DR T, DAREL L A R A A
(—) HREEtRER

W IR P 8 T A BT R 5 A f04  (DG 1S e s s AT A S 7. 4 DNA
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E SRR

G ARME S B, DNA KRB AL, JCAE & a0 vl S84 = 78 S W AT g — 44
ST IR AT . @G2>M K o5 LA ANAIIEA M B, 24 DNA B HIR 7SR iR B E T,
YRR LR A 2247233 . YA AL o5 B T rA Y R IE R MO B 5 7R Z iR 22 1 BHLIE
YAt ARAEAT 2250 TP B

ZHMIE T G1—8 KA s 2R3 , PR, IR 25 s 26 s 1) A b R 3R, v, = AN
LR RBI . TP53 F1 CDKN2A b 420 M7, 2 By 200 i fs i DL 1 5 2 PR (L&D 15-8 )

(Z) RB1 ERSHEEAPER

RBI JENAEIEH AN b iz ik, Hgmhidr=4) RB1 A, /0 FHN 110kD, B AL i LT,
FWEIR AL AT . SRR AL RB1 4545 IR0 10 40 M s IR 1 E2F, 1 5 5 LG 40 1k 4 i &) 30 0 e
HITERT. TEZEMLIE A S IRT 2~4 /NEE RB1 SRR AL, AR BR 1 X5 E2F A4l , {20 M i A S 39 (ULIEI
15-8),

(=) TP33 ERSHEEEKE =

5 RBI 3 —F¢, TP53 LR IR H 4 b iz 33k, gm0 ps3 WA, /it 2k 53kD.
A DNA #5473 )5 , p53 B AR (i P21 JEPIFGE FR, FHE 0T G1 A, fEdife it A S BRI
PR DNA, TP53 R S50 LT UL F AR A g (LI 15-8),

9. MESHET

(—) BhyEBsmpRAT

AR T ( apoptosis ) NFRVERR I MR AE T ( programmed cell death, PCD ), =— P EA A BIES
SERAEYAC A RE R F AR BRI SE T ST DR A A IIRSE (necrosis ) A & 4SBT DX 1], 48
ik e NE A - S AN SN i S A EEZA =B e 2 A L e 1 TS =B S e
AN RS TR A IR 22—

(Z) REMARBAT(ESBI

YUALPR T 32— FR IV 24 0 AL TR 2R A T 4 , LUB DR A R 1 A e b LR I 28 2540 T 4 g
Mz o ALY TR PR G4 A LA DR 20 L AR

1. HEINATESEEE A M TR I FEE Y BURIET 2K i 2 A A e TR S
RS AR Tl . FET -2 AR IR IR AL R T2 & (tumor necrosis factor receptor, TNFR ) AL
A7 —ABET 3K ( death domain, DD ). CDOS(XFRH Fas ) Fl INFR1 JEPAEESET 21K, CDI5 575 |
FEIR T R HELAR CDISL Feik LRnT L i CDOS /SRR T8 s 5%, S 45 I | 11 M0 AN ks e i
S5 2 IR 1) HE R AR UTAR G (LI 15-3 ),

2. HENATIESEE 0 AA M0 T 0 R, B BCL-2 2% FHi v 8 1 4]
(inhibitor of ap