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AL A 4R HH Tk R R AR B e (R B H B M AR e S BRI . F T, KD
O AL B ARG R TT I ik, DR L R0 (¥ 707 R REAT A B PR A
AV ==c Rl VIR  a VA

AFE R E X DA ER MR E AR L KR 2T, 2E K L&A
AR SER MR R I TE R 2, B AEXT AL I A A B 22 Aer I o i) K st A%
H . WKL FAIE  SLie s @ W AEAT . 2 Wral R RSy AT — i
PERHARTE 3

PR AL R AGE R R AL SO, Bl LEER . EHK
FHESREPT L. A ANRER . BT EmR AR mIHERR

AARFEEN: GHEE . GL . Bim. BT FRE . PO, AEIEE .
FAA BN S3E. RBIEE . IS R0, BB SRR IS5 EFL E
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1. AiEmEREH
ASFE T O AL AH A A B 22 A I T3 H BRI T 55t BOREL S AUk

DAL DL PRS2 &5 HEAT R, [ I g A FH 255 S Bk DA U Sy H B 04 S 2

Wo AFER FEABOAE: B S AT IR K JE IMER, A [F) 2RI 845 5

FEA BR AR LA B JF MIAN T2, WL AL 5 70 TR T AR 4, 4%

AR A I S0 5 R B A B B, B LB AR B S T IR i

P53 F-12 W it R ) o5 RO AR
ASFE P T T B A A B S e I SE 5 S I BOR N G, T REVE AR 5K

ORI AR, (RIS AT B AR R I A ) 23R IR Tt A — B I S5 0 .

2. WRHERTE

1) 1% Cheredity, inheritance): VEIR HHSEA R AL 16 1 I R0 2

2) JBfEiE (genetic disease): HHT- RPN JAR s Yu i iy H 4 1728 = 3 B 9%
Wi o

3) [EeZ:iEtfLs® (medical genetics): W FHEHE 7 I B 5 7 VM FL st 4L [ R AE9R
TR AT BW. BT TR T RIS AR ) A A P AL B AR (gt
S E

4) K%L Cclinical genetics): AR & BT 9T 38 4% K 35 59595 HAO 9 A8 1o A
FFAIR R RN 2203 3R, R SsAL EAE IR BRI

5) kM (congenital disease): 22 )L—HABIAAERIB . BEATRE 2 H T
WARYER R G, AT REA2 i T B SR PR 22 I A B 6 37 O PR3 IR 317 3
NG LA R 7

6) HHZEGREG (birth defect): XARZeRERME, R TR BHEIEEAN R
355 55 JE TR 51 D ) L A I 77 Y % i 45 g P e 2 AN T e A S

7) FiZWr (gene diagnosis): XFR7pTi2Wr, Sl FEANm L i w2t
—HREEHEE (DNAY BUHEES ) (mMRNA) ZEAT 4T AE 2R

8) L&) (genetic counseling): i B H SR AR Mt 5 AL B AH DG IR AR
IR ERSYi &8

9) JilE# (proband): 1E SR Se A BB AL 3 .

10) #5738 Ccarrier): 47— 452 Bt WAL 93 B0 2L IR S8 1) = & ANk


http://baike.baidu.com/view/68421.htm

11) BFAEMY (wild type): FEPRSUAEMIAARTE B AR Tt b i W e IR R AR TR

12) RAZ (mutation): & [K] ) 51 AE 38 T 5 BT s 2 ol A ) ) 2 R 2R
KAEFSER . B G AT R

13) M4 (point mutation): PRI P BRAN R 1 IR B 360 BT i B ) 485 A £

14) SRKFEAE (deletion mutation): H-TAHAL 2 ME T BRE T By 25 K BT i A1)

15) HA%TF R Z A1 (single-nucleotide polymorphis, SNP):  [&]—#)FAS 6] /4> 4 2
[K12H DNA EEAL P 51 B SBAMZ R AFAE Z 0 B A

16) #=&F (heterozygote): XFR“HeE1A”. 7E fEfRED I, —Xr[RIE 4L ik
R E R DR A T A AN [ P A A 2 R PR A AR B i

17) 44+ (homozygote): N HR“#i&fk”, fE _A5RAEY I, —X R EA L
R S ) 2 DR P B T A A ) ) 45 A7 22 R P A4 i 4

18) KA (phenotype): — MWK (BRIML) ] DOWER B FIPRIRERRE, 24F
SE FA)HE R R FR B AH FLAE 45 R

19) KB (genetype): —ANAEMIA B0 M A4 5 2 DR 2H AR«

20) R4 (genome): FAAFRANMIAL . 4HHE 2 SO EERT BT & 43 DNA 731
5 RNA 73F

21) Zit 7 (pedigree analysis): X ARG 0T F & d S BTk
HEWT R — MR B — PO 1% K R gL 77 =

22) SEALFEDR Callele): £k [RIVE G4 (A 1) [R]— J [R] Ja2 - PRy AN A [ 7% 2y i
A

23) WHEFER (dominant gene): AR AE S GRS TS SR H A SRR 1Y
B

24) [ EEER (recessive gene): A AEYITEREGIRE T ALK, REAEMAAEIR
SN Y EPS RN DB PSR

25) ZyIREE A (susceptibility gene): 7EIE B FIMEEHITL N fets T BUS LN RS
PNy SN IR B TR

26) ik F A (candidate gene): 1M Id 5E o7 1 176 B fige 176 J5k AT 542 s i B8R A% I 20
LA

27) HELR (monogenic disorder): HiERANFER RAZ 5L B L0 . RAZEEH
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AITEH Qe fk bty pk b, 2R I R 2 BURRAE I 1
EE Sl S

28) ZB:PA (multigenic disorder): $gist 4% (5 Sk P S 5 B _E B0 B A 1)
ARV P B IBAL o, LA R 2 S AT R R IR e . 2 B A
FIRREIG, BTGB LD AL W 1 1 X R AL A =

29) Yetmfidp (chromosomal disorder): BHT Yeto A%y B ol ah #4551 & il
REFEAE .

30) kit (mitochondrial disorder): FH T 2Rk A2 K 548 S B — R IP -
bh [ 2 RL AL 3, BRE R

31) RMBEAE T (epigenetic variation): FE LR 7 5 & A U 2R 1O 15
T, HEFERMEMD DNA FEM. HE AT OBHLE S EBUER S
KA TR, R E IR B BARA,  HA R D BEAR, (HIX AR
U

32) HIE %A Cuniparental disomy): A4 i A 1 [FYR Ge Rk 35k H — SR AR
M

33) CpG & (CpG island): FHESNWEEF 4Lt msng (C) MRS (G) 4
R ERE T

34) #2450 #r (karyotype analysis): tRIEGCMRIIEH . SitfE 2 il & B
b BEARA TS RAE, A B S R Tt BRI S — R M) i S AR HEAT 70 #
HBL HFP 2R S .

35) Gl (G band): MARHMEHT". HAZ A G AR L Al A 3 f5 i 75 4
B G A AT AL B SR RIVR G VR B R AT SRR T 80, W] T RO
etk

36) Rt (Rband): MAR</. IR OARLBER EL 2 pP R IR IR AL B, DAY g
o B AR e (0 J5 BT R A B0, R G s W IS AR 18] 75 2L 1E 47 I

37) B HEREA (high resolution chromosome banding): 5% 3= 40 [F) B4k )5
FIRKKAL B AL BE, SRAT B M TSR0 5 ep ) 0 2R, ALt Ja A4 K
[ i fh AT iR 550 £ 4oLl B R HiR

38) W JEALAAZ (fluorescene in situ hybridization, FISH): FH4s & 2 A4 2
SARCRER, S DNA T4, i e b ol R OO E bR
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http://baike.baidu.com/view/114755.htm
http://baike.baidu.com/view/530077.htm

Y, FETOGRMEE N SR PR id B R IEOR
39) Sanger Wi/F (Sanger sequencing): MFRXUIi%E 5", “BEZIEVE”. 2R

Frederick Sanger &I, UL 2,3-XUBEAMZ T =R AR, TRIEN E DNA

2R 7 9 B 51
40) DNA s/ (DNA chip): —Flf K& DNA F B s w77 U 4 HES

FERE T B BEER A B DME T miE E A A R 5
3. BEWRRNEE
3.1 BRI R T T HeA

HT T 25 PR 5 AR B G AR 0 H BS # AR R 5 BOH AR B A% - (genetic
disease) o M ALY HIARTE L3S, AL S A B 70 o FK3E:
3.1.1 Jet i

1T e AR H B I 7 T 51 RS I PR 23 5 ik o 38R 20 D e o A4 Ak
Je R KRR . IR B LR IRER G R T8 Je i H i, ISR 21
SRR Z T 5%, BN 21 =4k GRiRmiEE ANMER R EiE, B A%
B, Bl AR S AL . H AT SRR 300 AL L. fEE A
T LA 20~50% 5 QL iR W TS, R AR ) L G i i B R AR R
IEF 05~1%.
3.1.2 BAEFR

HT 1 ANE 0 85 A7 2 ER] SR AR it 3 B A8 A% 05 o B RE DR 7T 20 Ay e A A
WYL OARREIE . X EBURIE . X BB RV AL R & Y EBIRAAHRE LR, I
FERATT RGN — Lo T an (0« A0« s e 22 1155, AR 2 %)@ T S R R
3.1.3 ZEFRK

1 2 A S A R R ) HL R AR I« 2 BRI R 1 2 i A8 RT3 45 2 b, ik
SRR Z MR R . R R R AR R B R R R, Rz,
) 2 i B ARG D] 3R Pt (RO . 2 3 R R AR LR, (B SR R TR
R X R A8

Z RV E RN S BT HAE R . sl 8 PRI LR R 2 Rk
R LR AL 2 H WA 25 BE R A% 9
3.1.4 LRI

LR A AT N SEAL R RR AL R B ATP = EEI B, R kA 4t <5h /) T

&

5

5


http://baike.baidu.com/view/418773.htm
http://baike.baidu.com/view/1394832.htm
http://baike.baidu.com/view/1394832.htm
http://baike.baidu.com/view/1394832.htm
http://baike.baidu.com/view/8563.htm
http://baike.baidu.com/view/13655.htm
http://baike.baidu.com/view/49527.htm
http://baike.baidu.com/view/530077.htm
http://baike.baidu.com/view/6632.htm
http://baike.baidu.com/view/923.htm

] R BRI R A RLARAR G BRI, 73 ATP G RMAG. Ak
AR IR . T AR LT BT 40 ) B R B Aok B T2k,
R RARTE T DL S B Z R TIREMI R EL . i W 0 2R A 0 A R Ak B
Kearns-Sayre Zx &1k Leigh £R A 15 -

3.1.5 {h4MIiR £ (Somatic Cell Genetic Disorders)

L T S5 5 AL 0 A 0 e A A 2 F R o PR S IR T st M I I A8, AN [ A
PR AP AELE IR AL 2 PRI 22 5 oS3 0h, A S8 3 B0 R R T 1) 27 s 0 ) Tk 24
P A0 o
3.2 BATRISHTRAR K RN

2 B8 A% R BB 2 P i LR SR SR I R, R R AR SR, 1952 4
AR 0 A5 R L T ARIE ) G AR ) B R I A R RKOK AL R 15485 2 1) o A 4
Moy %% . FEURIERS b, 1955 SRR REF SO A MAESE T ARG Gy (iR 5 B
N 46 5%, N ANEGLOAREER . AR PR R RIBEABE 1A BEE A%
JE%E H 21-=ARLEAE B IRZEAE) « Turner £ A1k 2 8 Fh e (95 A L)L 7%
G A bR B IS PRI A P, A A N DS IS £ 2 IR T

A 70 ARSI, ST AR I DGR I R IB A% 2 1 R P S B ) O
IPERT . o RN R IH G L I B e (Y.W.Kan) A DNA 431
AT BN T EEIRGER T o G2 ML) 20 T2 W, AR B R AR 1S Witk N
FERHS AR o Bl 5 3 D2 TR AR B AS st A H SRR, L S AR v i ¥
AWK, 2 80 ARAR IR G e )N (PCR) HiARM M, LK 90 4
AN SEIE R LRI B 3, B IFAE R IE B KR T — A IR R IZ WroR
— o FizWi.

H BT 7E R IK B K5 72 2+ 53 2 G0R it 1 FH T 8032 DR 36 4495 (442
FE AL G, IR 2R R — 4 R (DNA) BHFESRY) (MRNA) T
G0, RGBS HHP3 N 5K 58 r R S0 ik DR A5 1 o B S MR, A R IR 1 X e
TR

AT T 3 B A 2 2 3 A O BE X b AR g 3 0t . FRRL o s o EAT
PEWVEFRA R . REREE . Mt X 25848, B FLIREEAIE. Prader-Willi 254
i BREHNIZEARE . WE R EA S TR 45 YR E . R T


http://baike.baidu.com/view/145919.htm

FE . PIVERGTE . BTS2 ZEE . R 2 MBI T AL, B PERAh S . i
AN T RS PRI 0 3R AR PR A5 2 i L I BB T R o i

(el U A5 R 12 KT 5 60 Z AR SEIISE, KB T 4 MM

(1) JSLFH A A8 A2 272 53 BT B AR 35 i G (4455 AT 12 T

(2) FIH DNA 3§ A4 3CH AR BEAT AL (1 5 K2 I+

(3) L PCR B REA B F2 I, 550l 2 SR 988 PCR IR, AT A
LR AN mMRNA RIEE. TER, o ih g o il 2 @0
fRR MR TR AR IR R, HE— DR T S 580k PCR TE 412 Wi p (¥ 8 FHYE
A2 TSP R A R iR . HATLA PCR BIAR A EEAI I S, RIAMK
RO TILW 0

(4) KPBEIHAT =BT HAR, A3 B2 90 FEAR LI AE S
(Biochip) HEAFIIT A=K H B 8 Sl PR . 5B A B A S I A
P P 5 AR R 5 TR B ARG 5 r+ J5 R] SR S e 5y 1 1) e B Ak s PRI 2 22 o5
Fro il S Y DA G A o) AR I (R 21- =4k, 18 =4KF1 13
=D A2 BRI 75 T AT T ISP R, I PR L i 5 el

YVLBAL RS W I3 58, AT DAL E 2 IR A AL . 4T84 24 M e
AR SRS GG, MU Z R R BE T IR LIS
4. LTI ET R B
4.1 BIEH

AL B 2 D B B B R A 5 A 50 A O I AR BUE Bk %S . il
FEF B : J0 I S0 SR AR AT 2 2% R S s B X 1) R AR AT R
JRUSE BEAT VP AL s Xof ¥ 10 3 BEAT 0000 B8 A SR S AN L YR T AL B R TR A
7l N $R A 5 B DS S PR YT SR BI SR IE A 007 R 4 5
WO EAT SR A TR T SE  H F R UG PR AT 52 o 38 A 5 W L 2 A
AL A B 8% 9T DR B LT T LR 5 LA A M 1] 5 [ ) O L8
P, ARFR USRI COARIE D o iR T3 AT R A O R A 2 N 2 I
HOB R TS BB N8 S (1 E s .

T AT AL R R A F

1. A% 20 2 R 2 I B 135

2. FZE (—EEEN>35 S R AR R ) LBAE B i

bty
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e B LA BE

3. RBRZ AL B Bl
S RAEIT B R B KA 24 S R R
AT AR Z R 2
RIS AL
A7 T S A 5 BT A0 (1 i o2 5
v AT AR DAL AR 5 B LI G e R 5

AR R PR AR T #E . AR DB, FEMEAR
P ACHEE VERAE R o R 4G PE AR AE AT AT S AR S I R A
A PERIZ . R B SR ANE D0 T, TN 2P JE AN 5E 1B I
X TR (9 25 15 20 b e AT 4l 5 0 B AR R BRI RE J U B 2L A i
IR RF B Y DB AP A S R N R 5, JF
20 B 5 T TAIE R A B0 548 N 53 o W PR 2T PR 2 B 238t A% 2 k)|
ZRI) L RE AR i oL, Al s L A8 LR, = Ry R
CEIm{HAE.

WAL B H BRI A AL 1 R T IS AP i BT
7 073 435 T A 5 N AR ) DS AR 1Y) 2 A o 3884 A0 N (R IE 6 e
TR DR NSRRI AR PR A AT TR P A 3 B

BAL AW B AV IREUE B AL BIESEB AR5 (2 . BEAT KU PRl
N REEARE B VB S S S A ) O B W AIE T 1 i e R 45 AN
Hidhe Horr, SO0 LS S AR B B IR T ZOM B AR ), il E DL
AU 7 AORGEIB AT SE UL S L SR R 3 BAR B SR AR AU RFAIE o AE A%
2, AU R FE Bl F AT 5 RAE MRS o N i Il PR 18 4% L R i
171 =1 3 M AR 2 0 i iz 6 = G N 3 X S A 2E AT 12 W

ARKFAE B B A P ARG e 388 A W5 ) 3 Do Y B () R X 88 A 9 B
R M 2 1) A B RS, AT PP A AN T B 38 A 3 T B 42 R AR TR M0
MU EARBE AR I AIZ T % AETCHE BRI T, X B AL DRI (R 38 4% DXL
PG AT 42 8 o R 1A% LU R S5 S MR I BRI BEAT TR R AL, e
THRFCKIAEERENT, MR Bayers 7041 71200 8 A4 KBS HEAT VA -
i CERF AR IR KARPE ALK R LI ERMEER . K

o ~N o g b
s 4L 4 4

8



IR E RS S (CAME R ANHFRASRIE), TFERpE 2 F R AR 2
o 2 DR 1 i MR, RSB A 0 PR R A IR o KT e B A 1) RIS TP A AR AH R 2
VR SR AT SO0 PR AT . 2R AR I B R MR S 2RI AR, RAK
2%, JBE USRI AL R . RE MR N R L SRR R K, ERE I
RIBE A R AR IS RATE A AL A O JE DR R AR P o5 EEAIAR DN, DRI, e AR £ X
IS DA 308 5 . FH AL AT S AT A% AU T 57 AR 5 1 07 kAT

—RAHOLT, X AR IR AR S BN SN R S, B RRIERANEA
G IR AR RPIEEZE R LRI 20 . O RAT SE R N AR A XU 26 55 i)
X AR AR B AR AL A S R BN 5 0k AR AR RIS B AR RAR L R fE
AD N A FIACRE b, FRITRHE S RIERE AR IL . BET H Bhie o B Af 2 ik
B nAEH H RPN AT .

4.2 MBRE

Rl (P NRILHERBTHEE) M EAFMENE, SEMA LR
AL FRABL. FTERL [FIRREE, 2595 N SRR IRAS B Hh B =5 R S8 o N =
JYAEE AR ST KUK, JHIEA AR A RS REEAT NRE IS, Bf
e BN BN R ANRBEHATHERFD T AE A EE IR, N24E S
HIER R UL -

[ e B D) 2 A 38 A 25 ) AT 38 A A ) e o 25U AT ) — > R BN 1 0 40
PRI, BY5E 2 i B SRR R [ R b S AT 10 S5 )R 24 5 A S
15, WA I A EE AR AT BRI B CAR Y PE, XM P A SAE AT AR s AN
7S R . RER N R BAEAFIE GO0 T 3T RS E 2R B A Gk

RIS IR 7R PR 3 2 P L B B A ARG I A AT 28 A P e AR X s 0 )
JMRIE e R BT A AT B BRI B 58 N 53 B4 0w AR DL
SIS AT 0 H AR S RE BERORRAS « 58 BB A ST AR L A B AT AN P XS A
Al A BARHAS I EGZ W7 20 CRAE B AT AL ) A AN EEAT S a6 AG I T
e ) RS AT 2 AL 58, X N RETR 2 o 0 AR AT AT D% [ BUREAT 30 ] L 2 BA
LB R B ke « I BCR ST NS R R 5 30, LA aTiZ i A
RS RO, NENGR. BEITRENAR. B, BIRME. 94T
& H B2y imshal fe R 2B R Rl e B I ACREAT RS « Ao
JEBRERFE I B ARG LA T o 7 A2 WONISE K2 W AR 017 7] 285 L PR %

9



MR =
4.3 FEARE

BAEAST A AT LA -85 5 2 W A= Rii2 W, 0] 1500 1 7™ B R
FIWOR TS VA S . HRE AR R R REA CInab R I B PRI MERD
PR WIREAR (2K, BB 5 ANRFRAS . SRAEREA L RE R ™ % 4% 18
A CRE A 2 S = A @ AE N BR, e, LA
HBEGURE TS AR S0 N G IR e A o FEARCSR AR AT R IR A3 R A 1A 15 [+
B FFTEAHICSR AT M AR B ORAS B o A AR P 75 70 B 40 76 0L A4
A e I 5T ORATEF5E 7 ) o
431 HEHBEARRE

1D SR MRE

A0 LA d o P AR AS )32 FH T & A 4 A ) 2 A0 1 AR ) Al
A0 LR A AR B8 5256 75 SR € DUkt R O An 28, & I BTsEs A 2= . EDTA Al
MR 545 . EDTA PUEEILFEE T DNA AT RNA fhi$, FFRPubtmeesE 1 e
OARIZAL TR FISH. SREER R AUENR SR M 0K, IR n ik, o)
1 5 e G A L

2) MPEFKLE

LB PR A B 32 LI, — MR A ) L BRE R4 o AERE A IZ
CRAZ R 1 150 B T T ORISR A o I SRAR G B AR T, Bk B o6 &%
SHMEIRES . L% DL AR RN S B s B . DEART I 7R B T A EHAR N .

3) RBFKE

PRIBRE AR 5 B T T AR AR 1D 75 2 DA B AR T ARG o R AN 1) R A
J5 AEL PR T 16 50 H 1 S S0 B 5K o PRVBUR SR B Ao 1 38k o SN K s A BRI 208
Bllo AR N 3 G JRAE 0. FEMESE IR, DN R A SRR EEREA
5 G

4) MERRE

METREOR 5. el $EEUK DNA B2 5, R FAembEA; e
MEBAR A RS E, IR, ILEH T ARG S miIZ N, Raldaaid
SCH X (PSR R AT o BT 45 A MR REAS SRR, 38 By MR UL R ORAE TR, 1
FI43 WM . SRAL MBI R 7T = il A 8 TR A7 DA L

10



5 AT

Pl FH I 0 fls v 40 MR 46 07 SO D s 7. Ed KO S, B FAR
BEAE 1 fis P 0 IS J0RE BBE AL fz 52 0k, B HH AR A8 B T K b PR S T DB 4K
T, AR DS 3 MR ARSI RS N RAE . T RNA 43
BT 87 1 3t % A B 0 LR A7 E RNA R 1 e
4.3.2 PRI AREE

FERTIS WRE AR S £ B TR = 1T W, FEARRFE K, 8. Bl
FIBEMLJF 2 DNA. RPN AR GRE, BB —ErXRH, ragslt
M, EAKBIN BEILER . B ARGAE I RRE . DRI R PR A B AR S 270 RLRE AT
TCEERAERIIE LT, B X7 22 R0 1 R R 13 )5 77 RRHURE o 7= RS AR AR ID0&E B
REFH: O35 % DL ERmid 2l @MIE 5 0fir m XU: O W A E i Jefiufd 7 i 1
Jbs @FIE—T7 NPT ©OF HRR WG, JEIRE0H 4 LT IA R
ZPE s @B LA . OZRA AL L, BUsE R B LVEE L @O
PR LECEKE R O R RMEmY RS, BREH: OJkiR™;
QARFIFIVIAIE (MR & T 37.2°C; Ot i/’ =70x10°, #ElL
BRI ER 7D OFBEBEREERRIESR: ©OTEITIRIERR) LI % E .
FERTS WIRE A AE B 28 52 S IO AR 5 7T, IR &5 72 L AN 2 7 o RRFEAR
JOMHE, BRI

1 FKRE

SEOKBEA R = RIS R S B2 bR AR, 8 R TR LI e B A% R 4y
Wy BRI AN A 50T o SF KRR AR 32 Bd i 2 s 2 R AR, (0 — AR
ERLE R (2 12 Ji~14 D R, ZRSEERER Bt EERAT
WP ) (2215 JA~23 Do — M IR 4R L) 15mlI~20ml, vk B
Y5 Y W Aml~2ml 75 25 3 5 a4 52

SEKE M A R T A M b B A PR 2 LA, G v 2 R i 1
AT =2 W1 . 2996 3.4%~8.6%I1)E /K EE FRAL B ) Ty 25 HH R & 44, 04
FER A AR AR . BEATS Y 2E/K A0 M B 0548 DL A A 77 5| 2 1 4
AR A5 25 (K R A AT SRR Ak o DR U BUAS RE WA B RO 10 & AT S S HE R R A
T, B AT I A A R A

PAFE BRI A H ) 2E KRR AR T HERR BHATS Y 5, 7 RBHEAT R 45506 . T SERE

11



PT5 G B IR T AT B oA AU AR EEAT R IR . 22 Rk da s, T
Sl AN IR S T T R AR

2) REXRE

B ANC W E bR A, 2R T 2R A A S 1A il
WA 10 FH~13 N, BAEGIS T, RIEEBHRE A E S S S o 5k
. AR E R REBHANEANR, ROKSTITTRRELN 10mg, FEH
53 4T 5mg BIAT, 1AL e AN 75 3~5mg. Rl — R GREIHAGHURE 20mg 22 47 Al ik
RPN o SRR AT J5 )87 2050 7 8 IR N SAE SRR A4 23 B it I
AL e, FFREAT T AL AR MR AR Ve e, X — B RH

HF/71E 1%~3% 1R 24 #2 & (confined mosaicism, CM) 157, RIZEE 4
AR B S8 T E /K BB AL Y IR S 0, DR 2 0B e R AR BN IR S I
9 3RE G B 1 PE G 4%k & (confined placental mosaicism, CPM) it —#5 %8 K
B IS 7 0 J LY R o [ Bt 8 5 i A6 R 48 G E ik S 5 T R BELAS i A 1
KeE, #Emsgnin) LAEKKE .

T 7B B R B AR At N AR R B TS Gy 5 A e sEAT AR I ;R 2 B 1 ol
T, SEANRFE TR IR ] BT BRI B AL BRI B, TR A
Ir LA VEVR , T T BHARZ IR TS Y45 A s TR

3) Bk

B AR YT P T2 W, MR AR — R AR YR 18 JH e BT, 5 =R ks o R A
Lo, BERMERE R HFARIF AR - BT 5 L BE T kA7 BRodk e (AR A% Y 4347
XA EEZWR LR RGN, A T 220 G Rz B o0 A, DRIAE gt 4%
TR P o5 A B A, (ELE I A A AT BB 52 B RE LTS S

4) BRULAG)LIF B DNA 535

LA A A E L G ) LIFE S DNA BTG 5k 25 42 1 47 R R R AT R 1
Bk B AR L 2 DNA FEARIREERS [ —Bere 4 12 e, # EDTA 3
Eeif gy smi~10ml, BEMCRAERT SgE G L, BUFPE 4 /NN 2 85 2R R AR
. BATELMAGRLYEE DNA SHTHRJLYEA . Rh AL, BLJ IR LGt i 5
PRSI o
4.4 BEAZEH. RREGRE
441 BEAKSH
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FEAR—SRE, TRIEERNLIE, BRARPIERE —RELHA B2
W, JREIIME— YRS BFE L I E 1 LR H . SIS iR AR eT LA
FEHIR FREAT, B mHE Cn— A T3 HL DNA R A 8 /N (is%i 75
TURAFT 4°C~8C. HIT-REM A NG LU 2 DNA R AIbR AR SEfG, RS2
M3 IE-20CHRAF, TUK&ME Nigki. thol, FRARHISIEIE N 78 5 % R A1) 2 4
R, LA A L ) AR 2 A SR o BE AR I S T A AT 1) 4 U L MR R
Ao R UEFE P ) o
4.4.2 FEARIHREL

FE -4 3R A 27 2 BT RO R A 1T DA e AT 3 R B B 2 56« 1 F T it
2RI RE A 5 75 42 L DNA 5 RNA JE1T 5 860

A% BR B HL 77 V2 (1 32 6 P AR S50 1) B (i B s ORI B U B kAT . Y
SOTHHRE R iR 2 HUK) DNA/RNA $-REUE, HIX M7 2 U B A8 A 1)
Ak, T HIREFEAR T e B A ML, B TR Trizol 4250
PR I RNA $-EUGVE, ZONERIE. @i, AT SRR RNA
. S5 ATTVEARL, Trizol $&HUE: i KRR st e Al AR 43 B9 1 AR
) DNA/RNA/EE 5T, H 21207 R I I REAS AT se ik B AT LRl . H R
P 6 SR PR ARG o B30 PG B 88 oA 55 7 24 B DNAVRNA, BT A% IR — i
T OUAER RE L SEI0 I T 3Rk, BRI B AU BB . JLIS S 7= i 12 Wik A R A R
PREL, FAF SO VRIS AR ECEAANRE AR IE — SR LA S FE AR IR

$ZH DNA B RNA J&, RO H AR AR BT S 0E . H i iRk B2 A4l iz
O3 B 0 BT, IIE 260nm. 280nm A1 230nm T . DNA FEA
[f) 260/280 NAE 1.8-2.0 Z[A], RNA FEAMILLIELAE 2.0 LA E. BR8]
B KR . ST DNA FEAHT L 1 4% e BE MR Bk, I OBt
KA. AFEI RNA FEATT UL 3 4% rRNA 454, WA IRBUEA&T . BEE O R
R JE, X RNA BRI BRI . LLILAE H F 16 2100 A% B8 S O, —
BT, HARE RNA BRI RIN G KT 7 407 T 3k i Fr i 5256 .
443 BRKRF

A0 f B E R AR A BRI ORAE, RURRSER 4T . AT Ry DNA
HIFEAS, WIFE 2°C~8°C NERFE 3 K. TR MELIZIR y RNA IREA, 57 EARAF
T-20 CULF o AEREA T IR IR 05, AN IR B, i FH V2 i

13



ST (guanidinium isothiocyanate,GITC), M GITC MtsAREER T
SERAE 7 Ko GITC ] 5 7 50 p—3n ik LB ek — 5 L1 [F) 8 o b Ah,
A€ MLAEFA ) RNA BB AR JLIFE RS DNA/RNA |, i G 58 i ICE T AT
BUZRR M, SRR EDTA Hidktsr B 5 MR AR A - 20 °C PA R KR R AT o

PEARA S ORAT P 75 B0 (0 40 U D, (A I 2 A 00 ot e OREFR T D) o
4.5 FEAH) R B
4.5.1 BEACRERIIEHE:

AN RPN E AR A [ R T MR AR 8 PR SR AN[R], % S5 = ) AR 4 Ao P 2 H
il T RAEAR KA, RER UUSRFIRESR . W FFEA KRR & WK 1. FF
AR B T 75 L8 B LI A B (R 75 SR DA K AL SERR T 5 o PR AR 10k 48 25 1
B AN FEMEUAS U 25 SR A0 TR 1 DA SR R REAS TR RT e KU, PP A e AN B a6 48 4%
BARA; GEREMNG) LI KR & T 2E KRR . A —L5r= /T2, FEEXR
JUSSBERIREASEAT XS Lo b, FRE AV R B LAE [F) — SEBR 58 i, TR R SR L
— BRI T VE AT S5 RS, B IEBING LSR5 R ) L AR AL
HEER R

R 1. ARARERRAERNERE

FEARRE XF LA R
4 I ZH (7108 1 21 i) DNA: 16~50pg
I Y (2ml) DNA: =100pg
AT AT DNA: 0.2~2pg
A DNA: 0.5~3ug
(5mg 5% 0.5x10° 411 i) ¥ RNA: ~10pg
T A (1.2mm BAR) DNA: 5~20 ng
2K (1~2>10° 4 ) DNA: 7ug
2% E(10mg) DNA: 5~100ug
Jifi JLIi 25 DNA/RNA N/A

e NIA: A E
4.5.2 FHEI5HHIHERR:
BEARFE AT G2 7 T8 A RS0 5 T PR 10 8 5@ 1 00, TR BRA4H i
) 2E K BB S B IR OGR R A AR 22 iR ) LA A, A1 T 44 i 36 £ 2 e 00 5

14



BUNe 3T PCR 9 M MR R AN RS v, e B BT S S ] ELRE M Aer U
ORI, R0 DA AR R BT G ARIRE A A BE P T8 AR A I o 1 Y 5 92 e A BB
FEHEFH4Hr (short tandem rapeats, STRs) AlA] 454 H B BEE ZAric (variable
number tandem repeat,VNTR) o Jo B4 5 QL IIFE A A BEH 77 5l 73 138t A S Al
45.3 FEA TR

SEB6 = AR DL AN S e I B SR R AR 4820, TR AR IS DR s T 4 A A
Bfr: OFEARIESGS A BREA, IHTke e A IERG . V8 el ks
RETARAS ) B A B E IR ST 75 FEAFR RN ;. QR I PR 2 18 73 B ARG
DI H ASARRF ;. @smivks il 45 R i) E2ZAF BAEE: OB IR AR L 5T 5 1
BAE, ATRERC SEIR A5 A . 2% S AR LA Dl e R AR SRR T
4.6 HEEEREEFA

AR I BRI B 2%, [R]— 3834495 1) A ) S 284 L 3800 B R mT e AN TR, I PR 1A
B AR T AT SEAG 5N 5y 7 v, W ARAS I I H AT RS e [FII, 75 EEXREAE
BT VEGI REREN, DEEWEAXT L. 7 il ss BT Ef. &
AR

FEAMRE BAFEART AT AL Ses. M. ol Mk
M. L AIITH  ImARZHT 7 B, FROCIm R A . SREE H ). ME—1
R (REEEIFE — K RAFBF PR « FEARRM ., R B R AEAEE R
B o SRAEREAS I AN S0 R A AT ) N EAT (5 B B AZ o 2R S S ai A% o = DR o ) o 22
BR, EREHRME AL LR RER, OHRKRE ., MRS, KN
RS RIE T EAREESEE R o X WAL 0 SR S ) R, R AT RE SRR S
TR AR B ROE W R R
5. BAERHIAM. 5T 2R KRELE

H AT, 8% 08 0 S50 2= 12 W 3 BEAL R 40 M 88 4% E 12 Wi Aoy T gL 2212,
Hh g LA A% S 2 W BOR R Qe R L B T B, I SR JE T Getufkox
FEIEA AT HA . S P AE £ LA PCR HiA N FER G J5 & J8 T S 2
PCR. £ W RE A il 4T« s e IE M 2 i . 2 R G R .
b Sanger MFHIAR . FEBERRNTHEA . FEEEFHA . Spd S 7B AR
6] AT BB AL RGE— RINBRIIKE, 73 T2 EOR WA E My
Pl BOHE B T REFEAE & M B, B RIZ W KF 3RS 1 R RE B2 1) 42

15



= o
51 REMEBEBSHAR
51.1 KRR

P R T T R AR e AR H . S 2 A E . B L. BEAE
TEERHIE, RSB R AR T RO N SE— A G AR BE T 70 b . U P
M. ARANN 7 2 P G A NI T R

USIERES 7200 ik v a NS S R i N B SitE = o N a7 v B A S o S Sk TR
J M B E A SEKER B R ) LI B Y.

Letafifil B2 M EAEAR, WG BH, REW, Q B, HurfkE
2 G iR,
5.1.2 AR H

Qe AR A% Y o3 b7 2 B FH B 8 ML P A R A% 27 A - B, & T AN D7 T

(1) PERTSHT: XFFK. GRB AT S5 3E 47 Gy (A B 43 #r m] 35 B2
BILI RO iA R, RGO RIS WS hr e, 1ZBRZ T Lt il
] S5 5 RIS 70 P 468l ) G € AR 5 ) S RO, g s S A o g 8 L ) 5 00 73
S AR .

EE RN RiA—I7 AR O EE, G R, A FL R OmEEIL
MIZtEs A A R R B R 5 iR e BERREAE = sE A .

(2) AHFERREEHROGREARRE. Bl i 4 R # s
BRI P S E), HA IRIG Gy RS B S H RN Gk R R e RPN SR o G
et AR A% o3 b HOR AT LS B R 2380 70 5 AR TR A

(3) EWiREMR: IEF ARG AR E 46 5, GeCuiki)8 H
GER KL S DR T R B A o IR b RIS R IR, AEKK
FiR%E, ZREESE. WHEREALHE RFT 21 Z/ALZA1E (Down sydrome,
W RZESHED) . 13 =4RG-S 1EA 18 =4k &5 1E%% . Klinefelter syndrome (i
F LAY 47T, XXY) Al Tumer ZRE4E CEE BN 45,X0 S80I & TP ge th ik
HH Fw . ORI AR O RAL B, s, ARG OARSE.
A I G 0 A A% B 43 AT RT DA B2 W S et (R R B S i AR P B ) S i 2%
5.1.3 BB KERER
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(1) AR PEA 2D E LSRR RGOF 0 B T AR R SR . R
TR A, B IR R 15 4
(2> A kR A0 FR AR FH TR 0 i #4800 ATUUAF PRSI A SR BR e 3¢, BRAE IR
i A 56 % 1 SOP.
(3) FrAEARN BT BN RAHNGTR, 4R N 558
Je Wb 25 E ey 2 SR AR TR AT RO P A A 1
(4> THESAZ L 53 Hr i A P A AR A [R] BORE A SRR L B8 7 2% SRl H 1Y
BEAT IR
(5) T FRACBRIEMT . A0SR, ERT LS 40 i Ja R A B B e
AEAE, DLAsgm it 4. eRRS o R, AR —/KVm b, &iF
THES, IMEAMHES, BERPARPHA, DRERS.
(6) T —AFEA, BRIl R0 REF M =KE . dxp 2R
2R AT A R g BEACKRIE. W EL AT Rk H
W RN R N AR AL A
(7 XFTr Rz, BB E AR H R Gy AR A% A DAz ) BEAA 20 B 1) 75
Geo AR K AT 1~2 mL REFE A B A AR I . SRAE 98B 4 2B S AE
B T BT 7 A
(8) KR W AR EARHIAE 1% 2 N, FFRIR A TR IR 7 DLk, 2 W2k
JECFRIC 53¢ DL B R S R SO Tt R 10 53¢ 28 20 B OR AT — 4
(9 — BT IRAF 5 4, R IRAT 20 4F o 4HMIIE TR S e (bR AR ]
I SEE IR IL LI = TAEH B RAERIE, RAFHR 5 4E L F

GeARRZ T 73 B T 2 BORSFA AN HER IR, ABE 2 W BT Gtk
Wio Hotn, XF T Ci5 G e 37 it = 4 2R B0 T B35 T S RNk 2R AE A 1Y)
AN BGOSR PTARIEAS [FS DU B O R A AR SRR . B PRI By b e
WP 85 7 R IEATI2 M
5.2 FISH HAR
5.2.1 JR¥H.:

WAL 3 (Fluorescent in situ hybridization, FISH) $3 AR I A J7 B & %
PR IC S5 A% B BRARE 5 JE g (A . A 2 2R b AR R AT R 58, 4R
JEAER N B N RE, XA DNA BT M. E B 8 A7 04T
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5.2.2 TARMN 7B

(1) BHEREREMEERI: X T FH G ORI RIS PR G
iy BB R RS LR BAN NG i s . Gt ik B A BoRI e o R L HESE, mT R
FISH #REFHE— B UESE Yo (kA 21, ff 28 S35 e B Ak 1) SR UL

(2) ZEFEeL: RIS FISH /45 70 24 b 140 i DNA JEAT AL 422 A
BURT BASE fr e — 3 K iRy iE DNA Fr BUE QL oAk EALE, 38 w] DURHE A RS
ARSI R HIAH TLA, B 58 P A B A DA (0 R BRI TE e ik b IR HES U

(3) F=RIEWT: BERL G Y R AZ AL S W SRR P RIS W i £ I 7V,
(BT BAFEREN K, BRMEEER, B2 3R f A eSS L2 Ak A FISH
BOAR AT BRI R 28 2 /K B R B R 7R 10 2 A1, 17 HLEUA PR (i AR
SIRE AL AIERNRIGE RIS 7R, B ATIRIR B2 F13,18,21, X, Y B
K E R 12 W

(4) SEh W g AR . AR H 1R DR VT4 S F TSHARA v 4l Bh 2 W 22 o
RN, WG R SO RIAT . RS ANE 55 %5 . ROtz AL T B AR AH T, FISH
BEARAN T HRE IR 5T LU 3 2L R4 ARgE AT R, W] F 20 B f 240 2 H e iz
KT EAEZR T IEE , R IE & — AN RE T e (4 A% B 40 A7 (1
Ao
5.2.3 FEEMHKIERFHR
(L VEBPBRIROCHE, BEmpeBims a], Fmii B B MIK SSC BRIk EEY T 3
HUS SIS EE R, R FEE S 5.
(2) FREPRIUHOE FISH [ R 1 #5 ELIBE G AR A7 AE-20°C VKA
(3) ToA W2 BA BT AR N AT H, 7 AT S5 28 5 R4 |
fE 10%LAA, R KT 10%, WIFE 4 —hrt b EAR N L AT TH 8. 2
T EBT— I FISH DARIESS Rt wi vl 4.
(4) T A ML SR, 5 HARA M A B ES . k& AIEw ]
PrnfE s, HAEMAZA . BT 505 5 7E R S A0 i B e i B S B0 1 IR
SRICAAL,  LAGsgmm 45 S W o
(5) XFF—AFEAR, B4R I B D REAFE TR o 0k LB
T Yol R T FEACSRIE. UREIH I, AR H AR 44

4t XH
48
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(6) JERAHUF SIS I, BEAS BT ACHS 7547 00 B A BRET RTINS EAT 2838 it
5 (R R IS 1 75 S fHOnT HE P TSI 56 - (i 5%

FISH Rr I A P J BRI S Mk (RO T LB 0 R S5 200 b oo 3 PR 4T
SEMES BB H—J7 T, TR ERET SR 1 12 AR A S5 DR 0 2 T 1Y)
i, BTCA FISH BiA 53 F T4 e HE R R I 2347
5.3 SR PCR RAHRHEAR

SZAFPCR (Real-time PCR) HiR.HiguchiT-19934E &k IRiE, [N 2 FR1EsL
I 52 J6PCR, R HI 2O Gk B e, EPCRIEFE v s K 5 6 ¥ A8
., AFPCRN J %2k, AE DAL SRR ¥ 8 VR AT 2 B A0 AT (i St it
SEINPCRE ZPCRINTELE M HTHIAR
5.3.1 LML PCR AR

(1) HEREFEH

S S SEPCRIFAT AL T 30 2 80, EBd BT 43 o i N Gl BURIE
REF P

PR GRS I XUBEDNAK & 4kt (Wi 25E. SYBR Green |4
LC GreenfISYTO 9%) KARRY 1/ WIHIAL . HH TR kbn] LUK i A W
HEDNAIM K H 5806, IR AT I8 M R A, BT 5 52 3R 5 7= A 51 4)
it 2 NOR R WININ  e5 4 EN P S S G R i

WOGCIRET B S PCRAZ FI H 5 8 17 1 57t 2% 28 I R E R F8 7R PCR“ I A2
o ZEREN IR AL 3 ZH TagMandREL . 7 FEhR. AHAT A ASIRED . B HRIRES
o IXBEEREFRAR R R PR A R SR R Bl B YR K R, ok
TR HRERF B 2T T G 9SS ARG . PR EN TTE AR C A A A 96 e 3 [,
S22 PR P 0 0 IR IEAS I o A, B2 58 PCRIA AT DU I — HeRp ik 15 111 5
WIS I, AH R A8

HEGPCRAALL, LI GPCRAA LTI A

D AHPRMNARN, JTEFRPCRIGANER, KU T AR5 YA BH 44 )
] e

2) FERPERR, EBEVOCIREN 5T A AN AT — 05 TR e S s

3) KA ESR AT, PR ST, ATSEE IR R

4) ERTE LR NIz I, S5 R E R, B A R, A (3 Pk
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5) f FH96 1513841 5 PCRA A S i 388 F Al

6) #fFfif 4, HIIUWEER.

BT UL AL e SEIN 5 PCRAEA D U AR BUAL SEPCR, iy
BT AW 075 i v ot 7 e

HRE Ry TagmaniR§t SFIEHR
. . v — ’:O
x M EX :n EX EM
___f” . j _!
"""""""""""""" v~ Srrrn AT s ONTT

DMNA polymerase

: :

Flourescence

.

10 20 30 40 20 3 a0 10 20 30 40

Cycle number Cycle number Cycle number
BT FRETIR$t
EX EM
!' EX EM
-— '
_LLLLLLLLLLLLLLLLLI:Q.‘l‘.L..L.Li.L.LL.LL.L _.I —

Flourescence
Flourescence

10 20 30 40 10 20 30 40
Cycle number Cycle number

& 1. SEi) PCR BIH AL 22 R

A YRk 4l & XUE DNA K H 5% ; Tagman BREFTE 51 7 4 1B 4 B 1) i BE ik
Pt oAb BIRPREN A FRET #RET Y NIB K A28 i & k), Foh ity FRET
WA BOER B T 9k R IR e R A -

(2) EH BN RZRE

FEBAL AL IN UK, S % SEPCR 14 S FH I AN U £ A% G 4 sk LA % it IR 451
$ok, 3K RO IBAR I T8 S B ROR IS R 2 Ny BRI AN S A Y 4Lk
Py LS ke R 0 s 53 085 ) A A A 2 A7 SR A AL o

PP OIS SR PR ARSI BOR B vy, DA LI SR IR 2 5 (SNP) Al
B, BERERE AR A O AL IR AR R RE ST, (AR TR A K
N20~30 MR A BOCIRET T &, — DR AL T SR IS RUAAARDN, X
MRAEIERE— DA IR, RTINS 578 42 UL BC IR 7 51 2 32 T AN 5 BBk A
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VLRI PP AR AE o R, 80 S SRR RS A IR BT R I IR B IR e, Lt
TaqMan-MGBIREF . BA KR 1) 7375 AR LA S AT XU 45 1) 1) B R 45
TR R, A8 T &M EED.

7, HT AR 4R 2 S i 2 A B R R AR AR S 1k, T SN
PCR i T+ 52 43 or 3 20 H I BR 1), AN S P BE A I AR S A7 s H 0 A
PR — IS, — AN VUIIE 1) 52 2 JEPCRACES , AT LA AR ¥ BN S B FH DU A
A AR IC RREE, SN REH RN — N EE AL R R AL, DUMERER R BeAsill YA 2547
FEAL, MR AR AL, I K KPR 1] 1 SN 22 PCRI N2 FH T FE

Plt, 2IHATALL, RSN, SCROEPCRIZA T/ DR CAnks
SE RARIRTI, s KRB R A TR
5.3.2 ZEHREHIFMRE LT

(1 HARFHE

Z 208 (Multicolor Melting Curve Analysis, fii#XMMCA), &1k
KA R ARt i H 3 KARES, (EPCRIEE , A5 6 i FE e 3 5 (1 A1k,
RIFREN 5T A A IS 5 (R TfED, ARIETo(E AL, I S AR I R A
KA (E2). AIRDEEHR I B EREN T DR IIAS [F] A7 5 RAS KO, DAL
MMCAZ —Fh 2 A7 SRR EA

50 60 70 80
Temperature (*C)

B2, BT OURRE B KR AR 240 7 SR
MMCAZ A (B T ST PCRIIE M £, Wb, KRBT T 974
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SO AT EAESE, Ak, EEA DU AR AR

D Rruuesf, BEEMEL

MMCA PRI 1) 72 AL R AR Ja TR ET 5 387 SIS sk, 208 FRsE T
BHEGEBHAE, AN BRI FAAENEE. Bk, EA R
MR, MG REASEN 80, ESS, Rl RIER.

2) A S EZ .

MMCANRE I IE 5 sl B 4G Gt ok, KR $Em 1 RASAL s A2,
K ZAAFE ZARRL I T CERES, A A FFE ST, EMMCAR S
275 (145 B AT LA By ik B AR S 58 S EPC RS A =0 i) B i DA -

3) EHVEHE) .

Hig E, MMCAEH TAEM A2 R Rl T, MMCACRIIH T A
GEAG RIS ANE N AR

4) AHXFSEI SO EPCREGINAE R,  RAS AR

MMCA PR 5 S 52 JGPCRISBL, BRiAS 2R edREL, X T — AR
AR T, S 2 EPCRF ZEM A AN IR IC K DGR e, BRI RAZ YRS R4 AN
B A AR RS, TIMMCA R 75 — 248 6HRI AT, BRIk,  7EAs i AH [R) 3 H RAE AL
METEOLT . MMCART T 12 RS B 22/ T 52 i 58 PCRECA , PRIt A 5
k.

(2) HEARRARG

MMCA FFH & mUB AR PR A 55 X P 51 S, AR R i HL
TFEAR AL H 2 ANRE AR AT UK 2 AN 5 BR IX a8 e, BRT A S KK
EHE B SER 2806 PCR HiR. ATH T 2 ARABILE A, RABTHE . UK
AR AR A5

1 HEEHR

MMCA A DA R R4 4428 X305 A AR AL, 5 (6 SR (BT A Y L Al
FEAF VR4 SR LA o B T AN R (0 AR 51 R IR AP AE 22 57, — Mt
T, —% 20~30 AMFEIEK B RN AT UG FL 5 X (0 2 AN RARHEAT 43 AL % B L
AT X—BE 11T MMCA R 5IlE A o I A8 e Je 22 A BE BRI 5 AR I 2K
BERT . MMCA & & RABHHTE 50 AL ITELL, Har & T p-th i 22 .
G6PD. RN JRIE I8V B B 5 BL W AR B2 I, X SeBii 7E — A RO EL
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WX, 98 R B RARH — A LA

2) REME

MMCA 7] LUK 2 ANk A 42 1 77 2078 e AR AR P 51, AR I RE Fe
TINALRAEKE. MMCA fERA AT AR RAZRMEN, RAEHE
TIEE A R, &SRR R

3) RABRRERH

FEZHUELT, MMCA ARG A 2 L2 Y RAR R . FERELEE
N, AN RAR AR 210, BAANTRER AT R TC Rl FE e 1) o R A R A RAR R,
SEiy, FTRCR 2 AN RS S s A X, XAER— R IR LM R, X
Tt 22 AN 08 RS — A R ARSI A 7 2, AT AR O  a RAR R ) 2

4) BRRAN

T2 B R BRI, MMCA Al — A B T —ANREE (06 sF
AT, SXAE 25— 1 BRI, X L PRI pst R 2 e A 0 X P 47 it e sl
ST, WA — A BRI R 4. BRT, MMCA &SI AT a-HhiHig
TR BE PRI Y- G AR TR S S5 A o
5.3.3 R PHEME LT

(1 BARFRH

EA PR AR 28 20 HT (High Resolution Melting Analysis, HRMA) 2 #7#
A H1 Carl T. Wittwer - 2003 “E42 i, Ey—TRAST AN Kl 70 BUAG I 5K
HRMA "]l T84~ PCR P T RA TR &, HIE 2OIRE . HRMA [
HEARYE DNA FAIKEE, GC & & DAL i EAMERI A, 52 HE iR
R ZE 7, RETX RASBAT RN S 0. s FEkE i DNA 21 B3R 1 g
NFZER=ABERIGE: KRR #2 . XU DNA # AT GORL ) Fh 28 A
PCR ¥4 .

HRMA 75 it £ A S 34 0 SR 5% 9% PCR A — SIS 945 PCR X AE A&
R AR, HBEAT 1°Cls FEEERIZOGHEM, 11 HRMA H AR 2 75 244
17 0.02°C/s FEFERI DGR o ks BE 1R 22 125 1) 5 B MUARAE T HRMA 7] DLERf
i AT H o A T 28 1R) R A 2 e, AT SR A I SR AR ) A

HRMA HEFFAE FHH AT 2GR AN G H AT T HRMA 89280 G151 09 i A
RYekl, 4 LC Green, LC Green Plus. SYTO 9 # Eva Green %, 5 AR
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Jukl SYBR Green | #Lt, UE2RYLEIE DNA ffEE 2 AN & R A BB 0 Ah -

HRMA X}t DNA 4l fEER R, K2 PCR s iR &R, ke
TIRES UK, Fih, WA K DNA BEAHA 245, AT A S 30645 1
Hl, PIGAE PCR 43 [ B R B CRIEARF AT DNA FEA [ 4EAE .

FIER
— BB

< NN S N — REF

Q e

3 BT

g

o

g

T TR 4 PR R 4

g S

Temperature

B 3. TR AR i R A AT H SR B

XFARETIME, PCR UG, AALENUFAFI IR PImtEJEXEE (5
5% MMM FIEREE (IEMZR), fEE e RIS, #Wod s T [R50 .
IR AR A E XU G, B (LE%%) SLhr Ll PYA Gk
i 2% & 9 1T 1o

(2) BARMHRHI

T HRMA 738 A SZHEE RARAL s AP I BR A, P T RA 44 BRI
o7, FPAIULAC . DNA HEAEETTIIRETT, Ca M T 2 ML im 12

1) HEE R

KZ 4 DNA 73 B 528 22 S EUG A Hh 04 U FE 402 =, HRMA B
ERGE E AR AT 221X 768 0, DRI T 2R R 494 . HRMA ZE384E 95 1)
3R R T TR i A 1 O A R A N AR R B

2) ERSH

HRMA BERSTE A FRic 2 JERET IO i BRI el 2R TR 4 K 2 4
G T 5RETHON . B TR Z 2 T 2l B A R ali & SR REAR 1 1
fir M 22 2 18], DR akb A e h 4 15 4 6 B A i SR AR 1 s e ot 282 1) %) 22 e R 4
e IXFESR T HRM L[ 43 21 DNA FEAR S AR 4 20 2 IR U i 2l B
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3) FFFIILAD

TR S E . AR LI RANR A X b, X #E DNA 247 7 41 UL
PURE PR o0 1Y 5 B S, AR J A it 4 5 AR B, HRMA BESS DU A 3 I+
MR AEATIRE # AR FH AR A PR (HLA) BERESRE R,

4) HEMABTR

DNA FFEEAIR S 1) 25088 AT 3 350 A DR 285 46 P Dy e e, ZE 401 1E 5 D REAE+F
MERAR B« B ENC s EE A . HRMA RIE AR IR B 22 57 mT LU B [H]
Ui B T ) P 4R o JE I B AR R R AL T DNA S5, oK P Al 11 it i g 2 A
FRWENE , BRWENEZS PCR 1Y J5 A2 Jy I IR e , st FH A 722 1) e #9371
Z5, W HRMA CATH B3 B AR o s m] DL BRE A B R A
5.4 MLPA fH=EAR

Z HIE AR Y R (Mutiplex Ligation-dependent Probe Amplification,
MLPA) T TR Fr Bodik R 2 48 DU e 3 i en il , 8] 4n ik PR A7 4287 1) sk 2K B
B G ARAR AR R ORI RN EE ST A, AT T DU AN SNP R HpsAE
REM . EFERKEMPREMAEREZ EEERET HHER
(methylation-specific MLPA, MS-MLPA) Flifi #% 5t filf 2 f & B R EH P B oA
(reverse transcriptase MLPA, RT-MLPA), |45 T DNA F 3 AL FTmRNAFH X
SE BT
54.1 HARFH

MLPAFAR FRF U T HARE I . B MLPATRET (055 — B % H Ry
SV —BURHA A —BOE - 51 . FEMLPAJN i — X[ 8% 5
VESEREREAR BARPFIR A, Sididss. WAy . B mik, E£—
BN SEIL L1454 BAR AU 208, BEMTECEL. 2 A B IR B AR # DL
5.4.2 TARN 7R

H RTMLPATR] T 2 Fh B L RUEAL TG« SRt . I8t A5 1 i g gt 4% 24 21 2
SENWGARAIIE , B AT 20043 R 7 s AR &t

(1) FERHMNE By S

MLPAJE R I A1 5 7~k 2R S8 S ) e 02— H AT il AL FIMLPA M & 1
R 6B A BRCAL, MSH2, MSH6. MLH1. DMD. APC. NF1. NF2. VHL.
FBN1. RB1%#iTH ANk [A .
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(2) YRR RN E A CRAE IR B RS A HE) K DAL

H AT BT OB 100 e 0 PR 2 /0 B B 28 B iF 2R T LLIE I MLPAS R
Rl w28 & 4E (Spik’R). ks T 7 (AZF)fEk 2% . Smith-MagenisZz &
fiE (17p11. 2855 ) | 1021 1B AR 45 &1 « Wolf-Hirschhorn (4p16.3%k %% ) . DiGeorge
syndrome (22q115t4%). Sotos syndrome (53565 ), LA K P i 47 45 2K )
it 2RISR

(3) Yt fhd B A 1o b

HATEZE %13, 18, 21, XY BL R 1)+ DEOHEAT b, 2 —FhiRad
BRI RE AR PR S W R . T AT MM R AHEIEHM. HEH
ZH DNAFH AR/ INERE BT, BIMLPAYS (4488 DB BT i T G 409 1A 7= i
Pz

BEAt, MLPAECARIE W] - I EAL 73 S FImRNAGE & 2047, (BN FFA
2, AR,
5.4.3 MLPA B AR KIHE i

(1) AHXS HAFE DB T BRSO . BRAEMRT SR, PRI, &l &

(2) 7] UK SouthernZ: 32 FFISHEL A AN 21 /15 Fr B 53 B Bk 2K
5.4.4 MLPA £ B F I S S5 TH

(1) MLPAF) 43 87 25 SR TR RE A 55 1E 70 BEREAS O ARG EEL. TRt
R 1) 3 BT 225 SR SR AR DN AR AR SK R 24 5 DR 2L 1 J /- DA B SR 6 B A I P R
— 3.

(2) MLPAF T/ . Ji NEE O AISNPRIA I, BREH S B G B
ZNGIP

(3) MLPARIHAR R YLE T8 E BN Wi E G sk . EH TR
22 025 2 Y ARSI 7 PR AR AE ) A RO IS Bl 55, A R I
R AR S5 5, T B HE R R AR R o L IIMLPAXS T G A4 4 B £ 4 14
R P B2k, B H TS T M3, 18, 21, XHIY Y ik (AR X 4% U %L
ANBE R ILIX ST Y AR I 5 R B . AN REAS IS T~ — 5 L9 B R A A i A 1
X EEan, MLPAXT - o P X 25 & fE 4 B2 W U= IR T 55 1 FMRIAARF224 [X] 5
B X R EEAL AT, ASRERS FH T 5 WA FMRLEE (RIGCC v B3 2 U7 I E

(4) MLPAHA AT = B (0 RE SRR e 1, FLA I &6 SR — AN 5 3 —
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IR, ARAFRR R LB JEH DRI 25 SR 004 75 E B . WIMLPARIAR A T
FERTIZ TR, 5 B8 [E AR ) LA ZA b BN i Jext 45 R mT sesgmd, T 551k
ALPEG AR S ARG )L 450 IR LI P WA A 75 AN R S8 VR (R
iE. #Bor4EH (WIDMD) AR FALR A — X EREr, thi, A s
ST, RS A VA AT R IE -
55 EREHFHEA
5.5.1 HAME

HES P B, — TR T2 AR IR A TR N —
PRI BE A B, B i AN TR, fEBR . B R
B e RS E AR T A A A R G0, DRI IR B 2k
THEALZY . QMSEEME S PR JRT S8R . 5 eARTE 4
ORI T2 AH b, ARG B B B KRR, SEfb PAT M. ML
I H SRS A

MRS A R E R AN R, At B RE RE B o AR O
M LGSR AL, ARIEASE S OB, R ELRE O B A A1)
Fi EE BRI AR B T SR R A

A P v R R B A SR B R o SERLS FrBOAR,  SURR DNA G/, 2
B E A SRR LR A AL R B BLHEKS K i DNA #RE DL AT Bt 7
A P ] 8 B SRR, SR SR 2 SARCIFIIFEARZRAS, IR 38 5 11
ROl o34, A5 HAREA AR GAE B
5.5.2 BAEHAN

F T 8 A 93 i A RO AR JER R R S A W AR T o8 o R R AR ) T a8 A%
R RS B A E R . DNA S EAR T IPGE @R KR k4T it
P55 (RS

Rl LR 2 LRG| RN, i 2T B A
R FH A% Ge 7 6 X R AT RGN SURE 7, S AT R IR PRI 75 5K, Rkt 22
A7 253 P P SRS sl A5y B, R DR AR T R ) A [ A 00—
2 PN I BUR RAZAL p o hAh, IR SR IR SR [ 1 L 5 5 DR 2H 4 32
(aCGH)HE A IEIZ T N T Yt fiomatar ], A0 HE R348 7 R KM, ReAs
BRI FE 2 R S FIBR A o [F) I 43 47 45 A wT S LA R A Sk e Ak,
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http://www.studa.net/pc/

ok TR AL S N B G AR B IR, Dy PR A T I AT AL DNA
P2 UL A A SR AL T B AR A BOR T2 B o BRI IZ IR B HE T B # BEAI R g 1
e R A5 I PRI T 2 512 W

MIEH N FIFERZH A 43 25 H DNA 5 DNA B F 244328 5t T LTS H b vk B
I N BB ZH R 4 55 DNA 5 DNA S8 2258 s nl DA H e A2 11 . i Tl
B b m A EE, T LS R AR DNA S R .

fE3EEH, aCGH A SNP T M T ars Al . SeE 0B E M2
(ACOG) FIZEEBHIEEEY:42 (SMFM) X J [RICS F 787 5 2 Wi b (14 o2 F £ HE
NE, WAERATIZ
(1) X T A A R i ) LA —Ab Bl 2 40 F E A5 7 A IR Z AR
PEFRTZ W 2208, @ BGHAT BRI o, A ] LB JLAZ BY 23 Bt
(2) WA iR LA M IE W 2 AT A QU BT, I8 UL 0 B FH L RIS
S prAiEd—,
(3) T RZHCERALNMR RAOFERTIS, KRR TPzl A%
FHASERS W AUK T 35 % PR o
(4 I RRR)LE ASET- B SE™, 5 BT AL 2 A, RO iR JLAHE (an
FIK IRRLEEEYRY) D BEAT RS e il o
(5) W THIEARR, Fe B A 73 b 2 5 A0 2 o 39300 7 1 L A
(6) LRI AT o MAMOE AL Bl . AL AIRE R RS, JFORIFAE L
(SE L

A R LS e e A s R S B 2D MNAFE LU WA
(1) PRIy AT BRI OR 2 H g (AR AR 7 BRI DL, (H A I8N
(2) HTPIRRINZE AR, FPRIES Fy JCiE 0 2 i 1 46 ) -
(3) FERLE AT LT oRG R A% E .
(4) FER AR —E R ZN N [F A ACEERUT, I A7 Bl TX) 45
AR
(5) FEBALI R A B FEA A0, FE L Fra] DRI H 1 200
5.6 Sanger M FHA
5.6.1 BRJRH

Sanger JEII 7 1) 28 A JE R D R - R —Fh DNA A B R 28 fif 45 & 7
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i€ FAERR ER5IY), BEEBA—MEEL IR TRNIE . & RF505E
HY — 22 DY A B S LG R, AN SORE B A P A DY ol AR A% R = 1 IR
(ANTP), FFIRBAPBR & H—FhAS [F] B9 XU 2% =85 R (ddNTP). T ddNTP
e = SE AT BT 75 1) 3-OH He [, (F AL K55 R T BROE BEEHTE GL AL T 5
C AbZZ k. &k 5 i S N A A B ddNTP 17 52 o & —Ff dNTPs AT ddNTPs )
R P T LA R, A B A B — KB MR B &b . e R
LRI AE , (HAREARF B AL R b, al 3@ o0 9 38 A8 1 et i LTk
I B RN B, BB AT X6 A s B R AR R R AR
B AR AT AR I
Applied Biosystems 23 &) H 5 ) Sanger 43475 LL Sanger ¥ LA, {HEE &
K BAME BIKFIROARICHAR, B 7RI B2 4k, RS T DNA
U0 P3PS R 1 o U SR S P NI SIS TR A T AR v [ P34 22 4 2 2
HAR G DNA J1 BUEB @y T AW b Nk ml IEARK SN, JEAEE 3B, K
PIE IR T o B0 3R ARG OR, 8 I R 1O R G T R X
FEBEEO G R LS Bl 2 B A0 A BEIOR 2 0% DNA B DNA J Br BBt K th 5
PRI 7 I SRR 1 B 52 10 A HE R AR 158 e o X PR R AN TR B 215 51
REB L M6 G B8 5 CCD |EHL LR g, SitEHLELE
SIAT i I 4
FEREA L kI FE 5 BRI, A X B — 5 FoREE BT 2015 5 ikt oy —A
AR [ AR R AR, DGk KRR A5 B2 N 1A 5 Bl IS & o 20T 2 #
XA 01X L8 AR HOAE AT 40T, B S T 45 R DA — i B O P P B
*.
5.6.2 BiARKFR
(1) HIMLRAE,
(2) Pk, HLPK3/NI e A B ] ik B0 7 225K
(3) H B AAR 73 B A 132 74K 15 1100bp, K& Hffi 1327 1] 12800bp »
(4) F RN 5 R VP AR s T I AR
(5) HJKIRERIET0C, HBIT LB LI m.
(6) e RS 1 I AR DNAR K B3 B
(7) REFHIRIEREORIE 7 B deri v S 3
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http://baike.baidu.com/view/117213.htm
http://baike.baidu.com/view/7687.htm

(8) BAE AL, REBUER.
(9 JOCHMBOCIHAR, RIAE TR &L —.

Sanger J2: 7 2 B 52 2 R 7 41 () G b it B PRI HE R 2R AT 98 0258 2 100%,
RLAI<2%IBAE T2 Sanger 1M FF TR OB RIS, EAERIEEM
22k DAL ARG I 5 TSGR ARAIR
5.6.3 BARRFRH

H A Sanger Wl 7 C 222 F T UL I 70 TR0, 72 SRR« BobiiAom |
FARZ IR 2 SRR I 7 AT TARGFHIRCR . b4, K Sanger M7 R 5701
TP L G T T DNA HEALAL AUHAR I

fln, FKHNERRAE (FFR PKU) &l T RN ERAHE (PAH)HEK R F
BOR N ARSI, H ATt FYa A Ok 1 625 AR 2R A, REH O
KIN 70 ZHFPRAL T PKU SRR G, B 13 3T A2 L A A0 5 1% i 25 LA
AR PAH ZE K47 Sanger v2:35 PRI Fr T LA € o R R RASE R il e 5
B, — R BN TR R AT I, B ERA A] BE 2Bt AR SORT K
RAL: RN AEFERBATIRE, WTLURIAET ) RAZ.

5.7 RN FFHAR
57.1 F#

FEREER I T (Pyrosequencing) & H /R JeAe AT T: 2 gl T 1996 4
PR — R TR A I DNA W T 715

FEBERR I P AR 4 A4 Y [A) — S REAA 28 A B B ROBRAL 7 RO IR N
251 Y 5158 DNA B K5, 7E DNA %47 (DNA Polymerase). ATP fififig
1k (ATP Sulfurytase). % & B (Luciferase) Al =R lz iRt WU iR (Apyrase)
A FAFBE P RMER T, 514 EE—A ANTP 28 I R0 ) AR i R 5 1]

(PP 5 —IR¥O6ME T IR BUBIBGER, AT 0 FRE SO s B2, 1K 5 S
]l € DNA F7 51 AIE &5 41 Fe 51 240 ) H Y
5.7.2 TARMAZH

FEBEIR I 7 H3 AR IS — T B4 B B R I I e R, HE SRR T 5
Sanger I FF RS SE , T Pk 2 U DROR AR v, AR d 50 0 B 21 HEAT B
Feortt. TEBHEM Rl b, FERERRINT FEH T SNP PRIETR . sl ARk
JFD DNA HIEAL 8 2517 .
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(1) SNP fREFE

F T A R 5 R L 4% [RIB K E AR AT P 2 A B e 77, BRI RATT /T
DA B ANMREAS TR ) BN SNP A7 s B F] — FEACH R 24N SNP AL sl AT i A ([
4) , XFAKIEE. A, PUs T SNP Ao it 73R #AE AR
FH.

GG AA G

B lllll-- (B |
!

I "‘;I‘"A- A )

PP | SRS S LS 8. 3 -
XNACGHC AR T O A BT AT

CYP2CY9 *5 *4 *3
— SNP-1 SNP-2 SNP-3
G/GTC —— A/AG - TIGGTAT

B 4. R F BRI P BOR B B BEAT 24 SNP AL 2 HT
(2) Lefifk DNA ZRE R € EA il

2tk DNA (MDNAD 20l P30 7E % B R 4H AN ST AFTE AL IR
R AP E 24 mIDNA #% DL, DRI VF 22 i AR F O S A7 R R B AT,
BIVAE AN 2ok A BE A7 AE B 2E T 1K) mtDNA, tA77E S8 A8 R () mtDNA, 1] 44 4 9838
T2 FEURM IR A FERERRIN 7 52 AR F] DLBEAT RAS I 58 #4047, TR L A% s
JEXT MIDNA Z= & RAL T HOR AT & SR 58 Al (1 22K

MtDNA 1 m.3243A>G RAL &5 R B R BUR IR K 2 —, W2 B4
M AE] 10%F 2% G RAR 5 IR BEAT Rr AT — & PR PR M o ) FH AR R U
F ] LUK BN S AT RS A B . 0 5 RIS TR, BRI B 1R
re PR I 8 S R, ) X AR LU BIAE. 0.5% LA EIREAR AT R i e & o 7E
73 {511 5 R PR AN IMAEA FR G T m.3243ASG AT, ki A BT IA 71.9%,
ARG 0.5%. 26 MNEFBCIRFEA LI AR H m.3243A>G RAZ.
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A a11%
G 389%

38

B 5. RLHAEBRNFRA R ESH MDNA F m.3243A>G &5 RE
a: EARAL; b RIARA: ¢ HFAAY
(3) DNA REERS T

H AT DNA FEAL o #7H FH B RR S B 3 AL K 7772:, DNA & WE G R A #h B ik
ROER S, XS “C A U, B S 1 PCR Al U EAL T AH B R
AR CRAE T HILI DNA 1“CRAE Fid#th., Rk, LA ) &
W v A8 Sy CIT SR I i 7R o iy BT , FEBERR I 5 7] o 45 58 T 510 A T 8 = AT
IXRE LA T L@ I TR TE CpG A i rh C/T I LLBIISKEAT DNA FHEAL 1) 5 5
ST

Silver-Russell £ &2 —HF WAELR, KLAH 20-65%H)H AFE 11
Y b HL19 FER ICR DX I 2R 4k o o FH I B i S b 2 A R R B IR 77
5%, %) Silver-Russell ZEA1E LA AL ABEAT IR X 35k B 2840 1) e &
Grtfre Wil 6 A PR, BRI 6 A CpG A i AR KA A
20% e A7, 1T 1E X RS A () FR AL KT 2509 50% 28 4
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C: 17% C: 18% C: 19% C: 23% C: 15%
T: 833% T: 82% T: 81% T: 77% T: 85%

ESGCTAGCTAGTCGTGATATCGTCGATGACTGAGTACTG
S 10 15 20 25 30 35

Bl 6. RAAEBERNIF 34T Silver-Russell ZEAEREA B H 2k & BT
a: Silver-Russell ZEEEE JLFEA; b: IEH X HEFEA

5.8 FEENFRAR

e 28 B P AR SRR« — AR P £ R ("Next-generation™  sequencing
technology, NGS) , PARE—RIFAT XL+ 73 B JLH J1 4% DNA 71347 7 5110 e
A — PR A bR E . FERLUT UM K722 40 FF (Massively
Parallel Signature Sequencing, MPSS). & v il /¥ (Polony Sequencing) .
A54 FERSFRINN: (454 Pyrosequencing) ~ Illumina (Solexa) I, ABI SOLID il
. B 2RS4 (lon semiconductor sequencing) 1 DNA #4KEkill ¥ (DNA
nanoball sequencing) % .
5.8.1 Kl R

ANEZE W= P R AR, EE A NG AT (Sequencing by
synthesis, SBS). J&T-“DNA > M“n] Wit Kim 245 (Reversible Terminator) X
FIBCFATINR 4 T 6HR 10 SR T IR A 2 3 S N e 1~ A8 U
5.8.2 BiARMNH

5 Sangerill F HARAHEE, B — AR Fe-F & B R B A A2 T6 75 de b I — B
R, R R AT mE R R HATPCR MF R, AR, F
JFH v RE B SR RS F0 00 P i AT AN A . FESRIIIE L, 649 il
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HIF ARG R T A B M e, mRlEA—AF 6, ATRUT R R
KIEEESHT. SNP. /NRNA. ChIP. DNAF AL 515 2 7%

(1> DNA KPR H

1 AR AN

AN 4 B DR A it 65 78 o N AR DR 4 e g R B R s, SR AR — A1
fERTMAIFE T, KRG RIS 2 1 R Rty SR i R AR A o

2) AR

01 A2 FE R PP B SR B K A L PR 4H A1 27 X 33 DNA Hili 3R 0 & 46
JE AT R (R AL AT i o P R R R 4 1) G ) A ) e R
W, SORIF AT LR ) SNP A28 38 HA R B 3

A DR ZELU 7 AN A/ S5l 4 R DU 3 T T S s 1 7 i e G o 2281
iU B ARAS I, 21- =44, 18- = A& 13- =K [K IEHAAS H %P3 7F 98% /2 47
5 H AT B R PR 0 R BRI I 37 27 0 2 AT B R = i 7 7 I R

HbAk, B FHIX 2 b5 A i 2 5 R R R AR S (AR B R B A R
et

(2> RNA /KFHIRLF

1) s H il Fp

AN SREEE TR R X R A S, AT DR R R KT R AR S, AT S 5 A
REERAT PERT, R0 B AR 95 (1 005 S5 R o

SR AKCP IR TR R AR A o - L (A% 5 2, T A S A e I A
5 SR LRI Y 8 A B R DR e B AR ey T AN 4 35 DR 2 7K1 1F 9 38 PR 3R Tk 1
FURIT I X Rl — A e 20 U ] DA SRAR A IA R BE LR, 10 DR AR AR (] i
JP ] R REAR Z M RIE ZE 5. bah, BEFEN BUE n] LIRS FE S AR RIEF T
B R AN B AR BT Y RIEE A SNP S B S E.

2) /NrF RNA I

BB A B ER AR ) I v 00 e e AT AR, 2D 147 /] DL 76 /)
S FRNAKIKE . X T/ FRNAMF, Sangerill 75 51 #veit W I 4% 7
T A7/ R A, 17 FLSangerill 7 R BE£T % 2 /NRNAB T 51 4. il sl i B T
SEIAE TG TR TG RN P 5145 RIS LN B B 5T /NRNAS o Bh4h, i &l
J 3 T A I B R IA s /NRNASS T
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(3) RMEFRHAZFNHA

D) # R TG A S

eI B PP EOR AT AR AL S s B R A G IDNAFT A, IR R %
VB AR ELAE FH DA B AR R % (1 e AR 2 o X 44 S e 6 I G DT E — e e
¥ (ChIP-seq) FIFIA HEGHE 2 B H TR B S K 745 6 0 rl S5 40 o

2) DNA FEALI 7

vy T R U R A ARG I 4 R 2 3 R Y e o, s 5 TR AR v R AR U7 5%
5.8.3 FIEEN IR B

FERE, SEENyCe AR, HNHEEL sk &R RIERE 2.

2. RBRNFERERSE RS R R

IS FH 4535 mAk JRBR it

I, BEEw, JEAUER | R 2 AR 1R E A
PEVEAL, HKIRER T | ArifiA

ZAI AN R 5 A T RISCRERACEIR AT REE | /BB AFR

| AR, X
RIS | B S0 55 1 R
’ B 1 R L

5.9 B A KATBRIEESE RS (Sequenom MassARRAY)

MassARRAY I [8] KAT i AP v R 48 (1] 100 2 3 R 20 Fe e fit i
Jost R R AR S R 25 @ RS & T2 SR T I A SRR . SNP
Gy RULL K DNA (L e B it o, 72 B ATME— R B E AT B i 77
e
5.9.1 KR

MassARRAY £ 4t = 52 ) HI 2 Jod 4l B 06w W e B8 AT I TR 5T i

(MALDI-TOF MS) #4744, BN PCR 438 P M 5l 2 T Ak R A 7 A A S I

JG, B R T 50 B SRS 5, BRI PO ) B, 1
JE BRI ANED (107%)  SREOLEK .

T35 2 T4 5R H FTIR I B BE i, 7T 5 SRR B & AR = A, AT fe 2
R SRR T, RS TR 2 MR I e A N AR B 1, AR B T 2 9 B e
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BT, IR LA B AN B R RS R Bh e, BEITE AR L IEAS X A

ML B LU AT DL &, RS /NVE AT RA RN 8% . BAR R LI 7.
e 7 Lﬁer dcs;:::ﬁ.’or
v L 3
@
Time of Flight t
TOF

“Mass Spectrometry
&l 7. MassARRAY 2 Zii il 53

5.9.2 FARK: S

MassARRAY F St [ SR 2 AR ASHiE, AR E S Fbricy), sk
THRIE, FAISEHLEIA 40 E RN

D =il

— R 384 AMFEAMEAT 2 EALN: M R 2 AT LI 40 RV
A AR % P R AT ARG T

2)

T2 hd, NS RRE T Y, KRKRFERSA; A A &H
G, JUHRIST B, R L B A BTN R

3) R

ST REREAS /D (10ng)s RTINS BE s RTEEAT E AT

4) FmRIGE Rt

JEH TSNP 43U LL Je DNA HEEALE B i — 7k BREA S E AN B AT
BE IR — ot B REACRIA ke il DT P AT B s
5.9.3 HARR =B

Sequenom MassARRAY & —Ffrhid & 1) B AR, HETcH T SNP 4
TILL K SNP A7 pT S5 A7 B R LT3 AR B SRR IR 73 BT . R B0 e A0 #T
BRI IK TE T AT CNV ARSI 43 A7 R 5 A% T 2 Joid 42 o) VA W 45 22 A k15 3
TR
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Sequenom 4558 SNP A7 f s K F b 59 5 e v H L Rl 7 B A, ] % 2
FNE) SNP. RAR B NN, fdEAT AU, e TR AL 2T 200 Ay, FEA
BT 500 (T H , BRI LPE G BT O R AR AL s HIA I o
6. W INBALH RIS T R
6.1 FEkRH
6.1.1 FAfAdHRE

Jet A% H 5w v NAREE AR (Aneuploid) AT f%44& (Polyploid). FF%E
AR IR e (A (B H A2 B4R (Haploid) 5%, 8 H 2 s T84
A, N 45 B¢ 47 SGe 0k . DL AR AR A R BN G AR AN 2 2 kT2 3 5%, R
HNEAREEAAE (Trisomic syndrome), #1113, 18 A1 21 = A&, {1 B 55 Ye bk B
1%, MIFR AR LZESAE (Monosomic syndrome). 22 {4 Yu o fA% H 2
AR BERURS, W =154k Ctriploid) [#) 69 2%, PUf%{& (Tetraploid) ) 92 4%. £
R AR W, ] T R B AR G L

Qe R B H 50 L P AR A3 (Non disjunction) 5732 )5 H1IR
#E (Anaphase lag) BIZ53R. 1E5E— B IR E R, T M Ak RIVR 4L
RARRESTT, TG T RGH M e i 8 H Bl 5.
6.1.2 Jetr kLR

etk Ja i Fr BOR AR e W RO P AR S M S, DL R i B AR R L BRAR
Retifh, G, EE. FNEE kS,

(1) Jetafhprik

QetfkJmim Ao, FROGEMREIE . etk R —Ab IR, T 2 ki
—uE LR, BONAR R . WR G AR P AL TR, T b A B 252K
HT T8 A% i LR B G (AR I P 1T 252K, AT B AR H 307 ) 22 Rk

(2) ARGk

SR QLR B M S A CE IR, PN AR Be B R, Wi A ELIEE, TR A
KRGk

(3) B

2 2% e R e AR [RI N R A W L), T8 B BE P — 2k etk e 58 5 — 4k e
ARr W b, TS e Ak . S ALRT DU FETYER), dR] DR AP IR

TEG AR AR, WG RS A Btk ok o ik DR W 2R84 07 s o7 L 80N, T
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b= AR H, RO 24 (Unbalanced translocation) . ¥ i A&7 )5 &
RHARIEE#E, WP S A (Balanced translocation) .

(4) ER

e fE SR G AR 1) P BURS 28 [R5 G C AR RO AR R, 3 1 IRV % o A Oy B
HE.

(5) fifr

FEAR SRR AL IR, ) BB 18095, Fi P T ek K,
TERUEINL . BIA W] UK AEE P[], Al R AR N .

(6) FBYMMA&

TG R R T IEF RN TT, R IT, HE SR,
BKE 5B MR, BRSSOk,

A1 BRI, W2 G (o M 4 g HE s A 7 6 1 B AR o BT AR LI
HEIILG, W R B 2 R AT R, T IR G o B AR ke B U VA AT A
o RAEWIRAH KA, EREST<H &, AR A 858  J ik g5 221k .
T 2R i 850 4 A PR 5 g e 28 PR R AR TR AL AT L) i AN 48, S 2R R L o Bk
Gy ZPWRIFR T IR 3R 55 AT (R (b 2R A
6.1.3 Fee ARSI T iR IR

(1) Fetathdy B 78Rl

TIEAEG GO T 2 OFDEA R ACHER (Multicolor in situ
hybridization, M-FISH) , f¥EH kiR g: (Chromosome painting) %% et
1A% (Reverse chromosome painting) ; Jgifyeta ik B sh k%A #r (Spectral
karyotyping, SKY) ; B &ENFE.

et R IR G F A G (0 AR B DXCIURE e MRS, @ Z A FISH {3 Hh I 4H R
S gL AR A% RIS R P B i 27, W TR S R B AL TR S
A S G AR IMZ I R ARYR o S e (A TR G 008 HH e AR e (o ik 5 1E
W PRI A R TR AR e AR i, AN AR X 4 G e idhr B SRR, i EL
RE 73 HH R BR 20 AL AN 2R (b ic Je i

e gLtk F 5hA% B 04 (Spectral karyotyping, SKY) & — 0 & fuk & 4% kb 3
BOR, AT [FI 73 HF N R 2208 5 G (i XY VEGL ik, JF DA FhEi (e S 30 H ok o
GINES G TSI . B A R B BRAR A G BAOE, Rl N T E AR A
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A WA ZL A B A BT AT s (R R SR AT, ERITT R] DA FH 22 AN 9 6 Bet i At
B IRER  5— RIOGIE AL AN, SKY [R] I 8 FH 245 G (4 (1)U JeBR 4
1M 2432 A FEDNART LU B b3 A< BT A 5% B I G g

PEBE A e R 2 A i 2k R 2 I A SR, 28— AR A © 22 AN e A2 i )
Jp A E 50 A5 R RS BRI (14 75 K, 3 s AR A 11 20054F LASKEAE T LARoche.
Illumina/Solexatl ABIZE M Fr-~F & Sy & ) et &l P BOR

e R R I S R 5E TR — X R I DNA B, AT DU AL 45 T A S
DRI DU e A R DR B A (LR RE ) SEAE A I 2 PR i3, H R etk
T3 PR 7 ROAS I 7 T A 3 7R 22 (R, At P SA A ) HE A FR £E97-98% .

(2) BetafAmy R ke il

et AW AR v] DL A b s 45 2 (R 7 Hr . FISH, M-FISH,
CGH) M4y T4 W)= (PFGE, Southern blotting, Northern Blotting,
Fluorescence Dosage analysis) #EAT AN o 314 H 3L AR AR 51) b e Jik PRI AH 2 228 457
A (Array-based comparative genomic hybridization, aCGH) Jyf{3 3L PRIt Fr 1%
RAERE, AEPAIL RN TT%,

aCGH RS & 7 B R A R S H AR (CGH) AR FE 5138 |y 5 K
(Micro-array) FIfL#, 15T 1A% A T2 N T4 2 DR 2 /K 1048 DL #T
CEHRHAEEE. Y SR BAE AN, FAME L. Frii. SEK
SBE P HL PR AU DNA JbsA, AR 1 Gy R AR R 1k . R B
IR AN 5, T HL AT LA IRZ T 73 B 88 FBOR T B/ LUK, H B BRI G A A s
Ky WEE. S5, R AR (UPD) 2R A TRV S BN 2 1A 120 RFUHR K
WME R LA, DL H RGP b i AR TE 18 G (AR Tl 2k
6.2 #xEEH
6.2.1 BEF BRI

BRI PRIB AL A2 — a0 S A B R R AR 5| A B4 o IR RERUR A TR
A, PRNRAFER . FEFEREA 3MMER: (L FEARARESRE: (2 7
FoE: (3D kL.

e A I R R AL A G A X AN X, AN[R] X 4R AR = SUANA] o i X R SR AR
A RE S BUR QT T4 IR, TR X IR DA T e s i R R R Rk K. 1K
P RAZHI AT LA B DR (R A
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H TSI R CUARE 7000 AR PR, ANE R AN [E X 0RT BeAELEAS [ B A
RSO BRI, ANREE B E S CAROE 19 5 AL SR Sy H BB A AL S
ATILWT, D52 3 7 Hh I N B 5 DR AR 3 P

(1) ZEE KRG X R H

D ERE

OR77:5-¢, %

— AN 10 SO TG 3 R ) SRR A B B e AR, LA — ANy 5 — AN
We FITELAR, —ANIEIE g 53— NI IE BT AR ) B B Rk O 4 o 1T — AR A Sy —
WERTEAR,  — e Sy — ARSI AR A S o

@R X RZE

[l —Fh LB A BB T, W SR — AN ) 52 BRSO
A KA G SRR N UL, IX P RARFR N [F) LRAR o [6) LTRAR AN 22 50 2 15T (1)
Tife o

O U RE

— AN (1 O A e — S R R I B S TR R o — R BRI B Y T, 4 SR R
R IR P A R A, BRI R o X RASAT 1T LASE I A 15T 1
Thke, A RA= A .

@F R

— AN ) AR A AR A E SRR (0D A N 2R RS T, RS RS .
TG SCIAE AT DL E B A B 4 A, g, B R % RS T UAG 8N U ST UAG.
WA LAY A, B B AR R — E O A R 2 ... AAG. GUC. GCU.
AGG..., B HEERE. .. BER. SR, AR, 2%20%. HT&
R G KIIEAT R N...AAG. GGU. CGC. UAG...It, & bt i m 8 i
NIERR . HER. AR, LB T UAG, JIkEE S Bust 21tk ik,

OBRE

— B HULAMH AL B 38 I sk b, 3 X — 07 B 2 5 1 4mit IX 380k
AL, AR A TR AR, OB RAE .

2) BRERZE

H1F DNA Fr BRI R AR SE IR AR o (i 1) R SR 5 AN SE IR, T
MRAZALRTAS . HERRIE BRI RABN R A ERAL . BTl s b, Bk p
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IR RN R

3) HARE

—ANEEF DNA Han s N —BA R DNA, HEERERIER. AR
DNA 7] DU Y1 #I T 2Bk, e RO S mT LA AR R[] 52 R ol B A R A

(2) ZFRREXFFIRE

B MRS X FEAFE RS T 3IEMEX (3UTR). BT AR5
A X 152 % 1 L2 9 DNA J3 81 5 8 RS i 53 3

1) X DNA B3l R%

@ BITFINER

NBEF 153072 RNA RERSE & O U Bl — sz oo, &—
AN TOHKEEL) N 7-20bp. J8 ) A48 20— AN Skt ah a5 LK — AN BA RS T
o IXEETOAF A B LR R UK TATA &, EIIEE 752 TATAAAA. TATA
FOEH T RS 5 iF-25~-30bp, 5 SR IG MR P R . TATA
SR FEARFE R T TRID 45607 1. Bk TATA £4b, GC £ (GGGCGG) Al CAAT
GCCAAT) IR 2 FLpEH WH, EAT @ WAL T4 s ke dn s B il¥-30~-110bp
X3 B SR AR AR AT pet R A2 AR S T DA R 8 SR =K, RS o ik S LR )
F A% S T DA i 56 TR () 2 S KT, AT 5 B0 1 R A

@ HRTFFIIRR

B0 A8 B TR A A (1~30Kkb) . s 35 DR f e ) 8 2 [ S ek 3R 0K
G585 B TSR T DNA PP, R EE AR R 07 20w 5 05 A B 606
W5 A A ThRE M O, A S o R RE VT a7, HRITEfE 37
B, XTI R T45 4 DNA IO BB T, KE R
THLE, BEFARRINETE. BA BT, R FWIEREER . GRT
J7 3148 S AT LASE A R R R A 7K P

UL F P57

FLG R S A — A e T, A SR R A B I, 62 R A
AP IE R 2 SRR R IR, NIRRT DU o R AL S, nlRE
fi A e PR 35 7K BTt

2) %X DNA iR %

@ODNA F#EAL

> El
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BEDRAE X N RAFELE CpG, H A Muming C A rlRe R AL, Wk
A FERAGT) CpG b T B o, B s H B IR R 1 Rk

@DNA ZHHAL

5-F2 I HE MM nE (ShmC) EHT AR I —Fh B ms e, UMK /KFA77E T
MK ZFhgiSEAI A, 5hmC /& 10-11 B4 (TET) FikKIEE BT E L 5-F
HfumEnE (5mC) PR,

5hmC MY Ae 2 FEAIE MeCP & (1 1) AL 45 & 45 138 (MBD) 5 144 DNA
fisEftE, REEBENS SRNEFEFEENESEY IR, M H257T DNA %
LSRR . ShmC 7045 B HEURE R, 7T R A F 838 505 1 7 AR 40

3) EFEBEXFFRE

DNA 1 RNA 545 R 2 W, 90% ) N SEEE R A7 AL — > DL _E B BT A0 e A B
WA, XG5O N AT AR BBz, AT DR AR DR B2 1) X IR N S R B R X . — A
S DRE I nT AR BT U7 A 2 R BAT AN R A P02 T RE I R T . AR B ) NS0
PRI 7= A B 2 (A S =), F Al v K20 2t 20000 AR . AR B ) — A ™
FTE I RE, VR 2 NP0 5 R R 1 I B HEAR G
6.2.2 ZEEBIER

52 kDR 38 A 75 A2 41 308 A A5 S0 T B et LA B0 5 DR ) R AR 80 i 8
s AR, FOBAR RN A 2 2 R B R R AR5 . 5 R RIS A AR L, 22 BRI
BAL A R BB R R e, s R R SRS R SRR .

TEZ BB, B AL R K AR AR B /N B2, BB 0GR oR . dnks v
SEUEREIEE R 80%, RIATEIZM LU S, BHEFER G T 80%M) 4
B, T EREE DR 2R A P 4 FH AR G /N

Z R 1 5 B B TR EVER, N2 M R iES . fFE &
1R AT AL U 1) B R R RSB A PR B T 2R, BT M AR R R AN
odi
6.2.3 X FZEDH H RA W 7 VL £

(1) SREFRZRISHT

A B R R A B T RO B sk e 51 R . than, o HET 46K 2 B0 A
TAAE o BRER F R BIE O o 0T aX S48 A %) 7732 Southern blotting,
S PCR, 2 EERHRETY HHAR (MLPA) 25, HARD 10 B mT MR 3 B sk Fr

42


http://www.bio1000.com/zt/show-1.html
http://www.bio1000.com/reseach/gene/
http://www.bio1000.com/reseach/gene/
http://www.bio1000.com/reseach/gene/
http://baike.baidu.com/view/114755.htm
http://baike.baidu.com/view/114755.htm
http://baike.baidu.com/view/530077.htm
http://baike.baidu.com/view/1341072.htm
http://baike.baidu.com/view/530077.htm
http://baike.baidu.com/view/1394881.htm
http://baike.baidu.com/view/1394881.htm
http://baike.baidu.com/view/530077.htm
http://baike.baidu.com/view/1457630.htm
http://baike.baidu.com/view/5634.htm
http://baike.baidu.com/view/5634.htm
http://baike.baidu.com/view/5634.htm

B/ SE = B ISR . B B DS R il s P B R
AR 2 1 S FH TR R SR AR (ARSI o

(2) RFEZMLH

J FEAL 2 BB PR B i LB — B SRR U7 30 B ARSI g 32 S B LA
BRI 1E F BOK P 22 45120 (RFLP). PCR Il Sanger 3203« A8 1 i R VAR €1
AR (dHPLC). MassARRAY. SEHf PCR. £ (A ERE /38T, HRM 45,

e E P B H AT B T R AR A o EH T A RS i A
15, DRI B AT DA R o — 2 AH O 26 DR R AR JEAT R, X AN R 8 372 1y B RE DR
FEARIAIG 26, T H IR KA 1 B0 3112 Wt I A2 W7 R0 A AL AS IS S, 1 4 3t
E

(3) EPFFEABHRILHT

TR A0S U0 0G0 3 T2 3 Ay 4 3k DR A ) R0 A ke DR ARG 00 795 A S T+ 114
JEIK

A DR AH Y A 32 R H vy 1l 2 I A R A8 e R 7 v B T b
PR E PR B A AL X3, SRS R T e i == (ARG

'R i R R ARSI 32 R B A RE 57 PCR (MSP). HRM. &SRR P
GV . IREETTVE I FE A 2 ALAE TR 2 AT 25 75 % DNA FEAR AT AR IR A R AL
.,
6.3 LehiikiR

LRI 2 Fi DAZRRLAR T B 8 o B R I — K8 . FREZRKLIR DNA
T LI T BT, Il L A B 1 (A% 5 DR SR A 7T 5| R R A, HIX
PN RN F R T 2 I IR 0 Bk AA R 2R DNA RAZ BT 8T
LRI T BE 7

ZRRIRT A — 2 2 RGBT, TR AR 2 3R G0 A B LR R = A A 1 o
S, I PROREIR DA HHAR A0 28 R BRI B LG 78 R AIE 5 L 2R K449 4% Leber
BAETERAR T . SRR . BN R £ R R 46

LR RN RG, RIASEZER . AFEF mDNA KA 5
UM R, 1 A — RA WA 5 EAFRA, I HidE 5 R4 mtDNA (¥ 575 1%
IR LU AT
6.3.1 LeprfkEE R H 1R R
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LR R —FATE T R HA M b (Y B 2 IR I A i 2%, BLARAE 0.5 2
10 oK A . AR RARTE RN s /MW7 EEA BT AN . 28
LA 0 B P S B R AT & B = B R IR T (ATPD 2340, 2 I 20
SRUE T RER, FTUCE Yz /1 T 2B B T ONAIMEERESS, RRiRiE 25 i
NGRS Al SRS B AR R IR T A R, R R 4 A R 4 i
IR
ZRAA A S BHEY I, MO RLA DNA (mtDNA). mtDNA AR
XEE DNA 731, AN NEEE (H), WHOEEE (L. mtDNA EREHPIIERE &
%, THETHFY. A3 mDNA K 16569bp, 7 37 PIEK, Hd 22 /> tRNA
FFL 24 rRNA LR (12S F1 16SIRNA)FI 13 4~ 2 ik [ .
6.3.2 Z&Hifh DNA fRAEHKA
i —A~ mDNA 2S5 AEURMERA, F LN AN SH iR
(L RARRAET @ ERSF RS, B3 RANL A R T A 2,
(2) FAZT] 5| FL PR SR A
(3) IEH ABFR AR K I1Z mDNA SR M, 755k A A K /A LR
F £ Hh R I [ ) 988
(4) AR TR, T H5 B RE R 5 )™ R B A7 AE A e
MtDNA F) 5848 2/3 KA T 4td tRNA AT rRNA FI3ER], 1/3 SR RET
Zmfih mRNA FIZER . RP BRI IAE R R 2 A B, o S8R bR AL R
WIIRE %, A ATP 8/b, NI SENEZH 2328 B B DI fE .
H LK B kA BAR J U
(1) 8483~13459 fiftsk: W T KSS LEGAEAN e ML 1O E ;
(2) 8637~16073 Gh7k: W T HIEEA RABITIERA;
(3) 4389~14812 Hh’k: BEEACH ™ HEHIR.
MtDNA 53758 LU AZ FE K 4] DNA 5 10~20 5, HJFERE T
(1) mtDNA FEERIHES 38, AF A RARHR 1T B 2 s B R R Ay it —
LYIReIX 39
(2) mtDNA Z2#HEM»F, NEHEALS:
(3) MtDNA A7 T LR R0 YRR, B3 B T WP AR U 7= AR A
TR AR A R B R, RS S A
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(4) mtDNA E il FiiE, Bl AR,
(5) =B DNA 1 E fg

6.3.3 LRIAREBIETT

TERS IR &), ONBRZRMARA B E 758 DU mDNA, TS 7 LA IR
LR, SZAERT LT AHENZREOE. Bk, 2R pIZekifk DNA LT 4 #8K
BT 907, SRIETHE 71 mDNA XFHRBEIH BAEH, XMICEE BRIASER
WL E T R A% 9 10 A% 33 07 NN F & BB R 8 A, T R LA BE R AL
(Maternal inheritance), EJEESEEF mIDNA & IBZ5 M i ) LT F 2 )L, (B HRA 2oL
BERF I mtDNA L4 N —1Xs

NARAS [F R AL ) A0 i & BB H AN, A s E B TAS, S Zohi A
1 2~10 > mtDNA 73F. 4R ZH 4G 25 mtDNA 5 01, H#% D47
TESR B LM Z T 1

F T2 M A AE 2 45 DUIK) mDNA, - RIS A4 22 2R I HH AN [R] T A% 5 DR
PRI R P9 7 5 PR 7K AR AN o S 5 A 0 L ) 2 B R ARG T 40 i pAY R A 2R R BB A Y
MtDNA FRIARXS L, R 5| A e 22348 B DI ReRRAT 1R mtDNA (15 /b &
RBIE . BRME SRR, A, ZHRRERLEE, MeEFRK.

LRLARTR I IG IR ZFEIE 5 R BB G A8 mtDNA [ 475 1) 38 0 7 44
HZHTRA SR, DRI 2R A 1) 2 B 2 DR 068 84 K T P b o 2
6.3.4 H WEREIR

(1)  Leber #{& 4 EH

Leberigtf% 1 # 22555 (Leber hereditary optic neuropathy, LHON) j&—f
LR SRR . T 18714F H LeberBS 4 ¥ WkikiE, R E EUEMR LML
IBATPEAS, WO FRLeber¥lpH &340 . H A KR S, A I TG R0 2 R AL
REFSEIR o

ZRLARDNAT A & LHON R 1) 43 1250l H AT C 4 4RIE 10 LHONAH K )
JERRAL, LTI L bR MFIEE 2 AR T IEEE b, Hdh = AN R AL RIND4
m.11778G>A, ND1 m.3460G>AFIND6 m.14484T>C5E45 95% L |, iXLb5e4r 5
B FEORST I B R R R A DA, A g i 2 1 o 5 W) 45 A N D R A 1 R A
DA, AT i A s T RE RS R ATPAR I Th BERR IS, 5 243 A I L 425 1 4
MARAT VAR S B 14545

45



(2) FEEHREGYIEEE

RERETRAYIEE ERIRH TR LS4 R (Aminoglycoside
antibiotics, AmAn) T FEMHE . X M EAMAN G KT B £ B A B RBHE T
Wi, LPLZkifA12S rRNAJE KM 1555A>G A8 FIm.1494 C>T AR e N W,

(3) BERMA

W PRI A& FH B AR AN ST R 3 AH BAE M G121, —Le2 R0 bR 8 B W]
BT R, KA B E RS R R R RAEE 5, 19924 van den
Ouweland &5 1 X & LA B PR 2% Z 5 A 2o bi R tRNALeu (UURD &R A RlI
M.3243A>GH s AL, mtDNA AR Bl 26 1T 20 B4R M DI RE . 19974F 3% [E K K
T3 5 2 P FL VA R R 28 B PROG Hh BN PR I8 A% MR BRIE 0 o B S I 8 A 2R R A
tRNALys3 [} c.8296A>G; tRNALeu (UUR) FE[A: m.3256C>T, m.3264T>C,
m.3205C>T; ND1ZE K m.3316G>A, m.394T>C, m.3423G>T; 12srRNA L [
m.1438A>G, m.1310T>CEEZ A 585 KA % AL R AR IE

SR LR S (R SR AR 508 PR 1 0¢ R A B AR AT KREWE AL, KILT )L+
ANFEARNT A, {HtRNALeu(UUR) m.3243A>GA4 & H 1T [ Br L ME— 2 A B 2 ks 44 b
PRIGBURRAL, B2 E A SMRIE SR 2, R 550 R 555 DR R SR AR AT A

(4) MERRF4:&%E

MERRFZEAE (Myoclonnus Epilepsy and Ragged-red Fibers, MERRF), E[I
JULRAE ZE PR PR LD VAT 4R o o — MR LI St B REME I R 2 /G &
ELICER . B AL T mtDNAZE R4 R 2 R Fe BERNAZE R (MT-TKD . 748
A7 55, 9m.8844A>G. m.8356T>C. m.8363G>AFIm.8361G>A. m.8844A>GHRAS (5
I 935 [1180%, A =ANRAFZIN10%. mIDNAKE834447 &5 (fir TtRNAY
L) A-GRITRIEE e, BIIR TIRNAY S AGE B TPCER, 45 R 1
OXPHOSE &4 1 MESAIVII G AL, &EHOXPHOSIIRE TP, FHEHZ R4
e

(5) MELASZEE

MELAS Z5 5 hE SR 2R A4 UL i s £ 1R B2 b 75 S b KURE R AR 287 6
(Mitochondrial Encephalomyopathy with Lactic Acidosis and Stroke-like Episodes,
MELAS), JEi i W REELRAAR . (£ILEMKE, B2 08T REM
T o
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MELAS ] 73 T FRAE & 2% RL AR tRNAT 25 58748, 2975 80% 1) £ 3 A& 28 hi 4
tRNASCUREL R 3243A- G B i, %47 SURFE LTI & hr,
b bRy, A PERNAS ORI R Zh el BESR 2B T ANRESE &
rRNAFTMRNA S ) HL 1 5 A2 B 2e

m.3243A>G 57 it MEARR 5 50 ™ AR B B IE AR OC . LZH 2 m.3243A>G R A
AImtDNAIL40%~50%FF, HILCPEO. WURAH-£, 1A90%H, 7] IR &%
RTE BRI LD RIS
7. BALRECHE R E NRRE

YA 993 0 B 5 A N T B 5 Bt b R 1 S ZE AN T S
AT 25 SR A 206 20 R I R W5 V0 25 DT 225 5 T3 N R IHG AEERBEAT & B I A« J8EA% 5 11
SO0 FAG IR 5 A5 B 5 B P B8 L A T 10 S0 S AT 4 2 TR A v — B
7.1 BAREN

AR 5 R LR DU P 25

1 ASIUREAR BRSBTS A4 N HAEH T G=RT2 Wi [F i 5]
HHATERE AN D). AR ASRARI H) L SEISmAD . ARAZRAL, IAREEA. KT
iy MR I A,

2 AN EI ) 25 AT B R RlA . BRI T 7RI 0 IEE Y E L B
PEFIWHE (Cut-off) %5,

3. BN RLFRE AL RTIN B R, ROX SER A SR R R (AT RE AL XY
RS ZE (A ) o

A, NPT A I S 56 JRy PR A (D S5 H AR 1 Ry R A ANl R e JEAQIR
PESE) NG THE 28 AR R AR .

5. TEAVF U He (4 Rl ity i, 7578 AR IR A DA B RO 3 1R 45 B AN H

6. SOG4 IR T AT S50 = 41 5T AR AZ A 87
7.2 B R R A R

AR 35 Hh T ELRE A TR A S S R T BSORAZ B 43 Wt BT SR FH 1) 400
H. ZUMIEFFRII R S5 PERI R P 5 77k ISCN AZBUHER | ik A4 il )
fRRTTIE SR GIEIRIA DG . R 5 R0 T ReffRe . 0 SR B N — 0k
R S5 R ST RN TR AT 1% 5 0 O B I 25
7.2.1 HHEIREREARAT (FISH) MR
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REZBEOLR, T FISH B H U AL T (KR A I T B . & seie =
O o A A0 SE 56 I PR A 28 B AR S ek AT VA 5 P F T i A T
HH o I PR AT 280 0 2 SR AR 1 S 568 5 TR P 9 S 30 mANC RS T AN (7] o A 0 45
B R BRSSO ERE CRERFRIC B SR IE D) 2 B B9 40 B 2L
H. SO0 R R

HR G IR AL 28 SR L BE AL s IR EH B AL AS B AR B AR B T )
o K LA 75 00 ARG 45 SR F) i o 7 V1

(D A KGR IRE H & WA R S B 5 H QL AR G LT,
K PR I ) T F A P S e X3 P 45 SR

(2) HETEHE A RE = A B E 45 R

(3) fERF FISH il Gy AR/ NER RIS, B FHAERET I AN 2 i 1) 126 B
SEALAEE LRI I

AAMELE R, AR S0 = H T L S B A Rk, R
SHE AR T BEEE TR IR . T IREE A TE R, 7EMRE I FISH 45 0 5
HH, FELIE L @ BCR )] FISH 45 RBEATIEFE -

7.2.2 A () RGFALER (FISH) BiRkE (FEFEZMIER) .

N 347 6 ST 2 AN B AL BEAAT S AR B 45 I, ASRE TR e BE A% AL 4y
BT o RS 281 16 % €8 A S a7 P 5 RS B A3 T A 38, A RS0 PR A% AL 3 A
BEAT RN o ks 00 28] B G oA e g L Ath SR B0 2 B DA S e DAl 21, 2 HE
FISH SEEG IS FIFE ) 528, MR F AT Qe AR T SERE NS AIK
PRI AR A, Aan il 2 ) 45 SO0 R B R I, RO U7V R BR R AT A
7.3 G FIBEE LR IR S

BEXSANF Rl 792, EAE SIE5a 3 A ST L PR A I 5 SR A TR A2 bR A
TR 7 VR R SEBAR G RE R GEB A HT IR Rl R4
BHYERRIC (Al PCR P KR S AT IR AT R o BB RV S ek o T
it

G T3 A I AR A5 v LR SR/ PRI ) SR IR SR AR 7 v
A H AL AR ISR DR RS R AT AL SRR QIR SO
AT VTR B R ICEE VRN A . A T N IE S A T,
IR TS AL R RIS AL B TG I, AR ] (3B A R 75 4T
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JSEF: R DR B R A 5K BE R RIS AL o DRI, R RS SR B =35 Ay i PR = A R
R SR AN R RRCAAIAN [R5 2 1 S 3 A I 4 75
FERSIN b 2 v A0 I 6 = ] AR A A [R] ARSI 73 92 s N s PR [ i B2 ik
b RSB T A, DA B PR DS AR AR IR . (HRRER, AR R
ARER AR IR B AEBEAT 2. A IR I 45 RS P 44 BA_E N SEAT ST A3
Horp— A UM S % T AR B8 % A ST N AR AT BT 5o X T A )
ARG AS— BN AR, S E BAT 73 AN A TS S Be Ar B 00 1, o R A B 1Y
N SAEAT W A B o ARG 35 SR T 252 I8 Y R0 0 DR R ) R P s SR Dt TR 3R 4T
TR, B TE E T A R AR RN T E M (B B s R,
LA 2B Y A FT R A DR AS U O EE R P . X PCR 20T, 575 S& RIS [F 7 1 7
YRy el RETE
LA DNA Uy ], 45 R A AR B A 4% DL 25
1. TR B (3 7 55 R R 5 A A HL B s A Sk o it AR S x 3 PR
AR
2. A PRV RZ T IRAEEF E (Genebank) 275 7 41 1 ir B AN ARAL |
EIVAE S 4= i A= AR A
3. WAL (R AR S A M R AR RAL . BB A A o SRR A
S8 VAE PRIV EIVA R €Y eV B S R R ER MR S S TN ES
A, T FRAZ MR SR S H AR REIFAN I, AR T TR
Ay AARAGIN B GRAL, ety T B A4 45 3R (0 T B A S PR AT R R AT 4 04
Bt AT EE A A RURR B <100 %6 N A3 JR) R 35k AT ) 2 A X1y R A48 7]
REAEARTA 2 1 A 5 7 BUR 211 DX N R0 P D75 925 5 A RE AR 280K (1 2 1A
SRR, He e R B ] e 3 B0 &
Ehh v B2 R A AR e R i T AR N AL LR
1 PIA G0 28] 0 266 LA 42 S 45 ARG Bl B b E EAT PP A A 902K
2. XA S T 3 B ik DR ) E B DR 7 AR o )R] ek R i DA K I

TEHEAT VA
3v AT A KT RO, SRR T K W PRI R 70
PP

4 s E 2 A B IR E AR, B AR Sl R I A AR A N
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LISER

SR A I AT REAR S BOAS E A I PR S, R N S 60 2 1 S 7 A B AR 1 R
PR o AR [ B vHE 0 Aan il 31 () A2 S EAT AT (www.genenames.org). A2 5 IR
AN RN LR 24/ 4iatE, cDNA 4. EARGA. B THFS
S o AR P ROE AR, R TR R T AT AR AN R . i RAR I
ASERTR AR, OGS R RE M L EAT R o E AR A v N2 71 R A L ) S RF
EYE o 2R F 0 AR 705 M AN R 7 o A R R, PRSI R 5 vy B S B T
T8 i [ 5 AR PR DX sl o 8 S FH A P AR DU 35, A A v AR 00 ) R
P, FEXTHAR AL BT IE SRR T DLRIA
8. ARSI = B ER

S 2 U B IR A TR ) A A DA I T A 1R T B IS AT L R ORI 5 SR 1
Btk WRIRSEIG = AT RREE RSB . S ORILE0 5 TAE AN A 22 4x . AR5 224
RV Jar DI R ) S 2 Ve B o S0 = 1 B T R SRR I B AR S U DL (A Ab =
SRR R GAER R ). NI E M R AR W S T S I (SRR s A w4
1 FH 223K ) (GB19489-2008) Al { Tl 4= ) FH A= W) % 2 5 B =8 AR W 2 4 3 T HE D) (WS
233-2002) )
8.1 YUt % e I SE T = Bt

FERIT R Y ORI AT FISH 5540 RS & A se i s . SR0 = 1Y)
BE MR R TAER AR . TIERKZ . TEARZ D LR & AL A
Dletk. — N A DL EEAR R
8.11 HlF=E

BATRRARERE . GRS # A AT, TR BRI . T BRI S 56
BAEGS. VKA. AT, BN, DUTEREA.

S A U A 38 A B FLA I U S, D UK SR R AR R
R R R I RE I o
8.1.2 EHRE

FIEGER PR 7% . BE R E R TIEG . BE9RME . AP (JH
SE R EEAMT ) VKA R AE . W TR, BBESR NS R, BER
HUORE T B PEZEROREAS, BE 97 S a0 HL & G2 e [ A0 GBI TG 1 =2, DA B KR B ik D
TS YA RETE
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B 7 3 N SIS i AL B, DA TP 12 SR IE 5l &R is Gy HB 534
Jf 5 7332 (0 O o P AR S 7R S AT
8.13 WA=

MBI MTAL T . TR A, W, FTEINL. 7p a5, RYE LIE
AL 2 AT TE B 4 H sh i ist A% T/E% (Cytovision Genetic Workstation),
BEAT FISH 60 (1) 556 50k A 0 B =5 . T4 9% 6 S e

8.1.4 BR=E
FH T A7 AN B G (AR B AN HA S BRY R
8.15 HEE

e T ) SOB Be R AR I T . AL RSP pH TE. UKAE. EIRT
JRAE S TR R ARVOK B A FLMh BRI # 0L A 55 B H o R & o A AR — R P B
PRI BT, BN Y BT, FE A7 b B R 5
8.2 I3 TiBAR AR I SEI = )R it

RS B PR 231 A 0 A D S 06 S R 6T PCR 973, BREF J4ac sl
IZBRMF A o B, 7§18 A S0 = 1 R AR B 258 (BT LA I R A
PR S R e AR 00 JEAT o 5 R PRI DRI B e AR 1Y, SEB = A0 X AL )
NG TARGR A SE5G % % X AR VE R I AT & (BT LR I R R: R 4 1
Rrie seae = TAESN) 2R,

BEAE, GRS F AN 5 S0 S N R R R LA R 5T (D) e — ik
WRAT. AFMERNNEEE HA RV RN . HEREAR. i,
OrFSE IR N S AL % 2 AR SRR ARG YA ER RS . (2) ¥R
EWI TR RIS 5, AR SRR SR N U A PRRT SRR
IMEY FEISCA, S50 5 BETHIN 75 25 X 2R BORME B A RR R R o (3D 3R
3 F R 5L 2% 6 PR B I K
8.3 XPALI LIy = N 7 F B B R
8.3.1 XA A R BB R

AN 53 2 56 B A 9 RGN ) DG B 3R o 38 A A A AR WX ARG A B 1 2
SRFEFRIAELL T 7

NRABES KIS : 2505 M Y& E MmO, FERIERTE A 543
BE MR IR TTACE , LAORTIEA I &5 S 1 v A M RS M R ) e e . — MR

Wy

N

51



PR AR A I S 56 = B 2 B B AR W W BRI . SEie s FAE. SoRMsT N, LI =
FEUUSEIER AN RE AL
NGB ER AR AL B A N 53 8 24 73 ) B 46 A N B 5 R R P 12 R
73 B H T T R B2 8 A T MR IARR, AN [R] B2 N 53 B 53 5 K AT A2
2% 35 [H B 22 ist A 22 45 (The American College of Medical Genetics and Genomics
ACMG) HIAHZRICM:, 4l & SEs s AN BARTEOLBARSLE . WF 7T f%
R PCR AR N 53— 2 e i i PRAE PR 97 B A B RO N 52 B R BRI, A
PCR biiE. M FIAE 5 ™ i 07 2/ i 12 W HUE A2 Lg% AR 1 2 I EOR A
R, BTSRRI WHE AR E BINE) MBS (NFH RSl DAL
WA N RFEASEAED) . A ) LR T RO IS ) AR N 25K
N GHVE B S0 = B A THRI OO AR AT I S AT B AR R A L BRIl
AN, e H B ORIF AT m A N 52 R i R . BRI AL 5568 70,
VNUAL =TT Py alll 0 M i g VA e v SV of ol NI R ' N B2V S 5 20
fE, PRUESSII B A% 5558 B BN H B VEAE R . KR N 53 75 2547 b b 35
YIANEE B RFEERG I o [R] I SE56 =8 (R H0R 2 B RN A A7 € 5%, JUH
e AR SR AE DL IE O s NSRS R A B8 SRR S BUR . iR, 2
Fov HORTTEES: NABXINAAR] 6 S H LA RS,
8.3.2 WA FIRME
S 2 NN AR I R e B, DLORIERS I T AR 1B 18 7% .
SN LENVROE L TREE S ON AP S 5 & SEMVAT Sy = E S = E VEV LRI
(1) B LA AR
(2) HlER AR BRI RIS B AR E— AR
(3) HlER U (A , BRI H A,
(4) AT R TR HEAR  BGIE 15
(5) wearF M a H H ARG Y i 5%
(6) VA& FHAILES 105
(7> easE R H H A e %
(8) W& MMEMIIR ., #fE, SeksiiEiidx.
SR 58 N AZAN [N g 2 U B 15 B4R P DR IR AR A B 50 8 R 1 T8 K
XA B A AT 8 B ORFRLE SRR v , JF R B D 3% o e P A B IE A T I
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BB B I DR f I — IR BB IR DR T AR AR LE 1 2% IR B SRR AL, 1 R ERVE N A A 3]
ERRH

N 53R AR B8 A I BB R A . SRR I 2 R AT B . B0 Ho A
J7 R RPN, ROLRME IR, FFR &S A T AR SR X ANBEAL RN
PRIAL FH A I S b e, nm] BE RS FE A EERDE I T B R B R B8R
VA IR S ATE FH 2 B A6 200 28 Tk A L PR AR T B B
9. BALWRAMEILEEERI HI R ERIE
0.1 FRHEERI/ERERF (Standard Operation Procedure, SOP)

AL A AAAR I 5256 25 8 # 57 SOP SUIFAR R, DAGRUEAS I #3415 (1 s
A BT, HAERRG IS B S e . ERTEAT AT A . SOP Ut K Hi AR 54
IO R W G0 5 T AR A AT R, — M BRI T T L
5. RIEAMELT, SEgR R o RS AT SOP, ANEefE BBk, LA
AL 5256 2 SOP SUAF AL FRE AN RBR T-BA F 25K

(1) AUHF B I LET R IFFET 5

(2) AUAR B PR HERR T+

(3) A A IERAERE T

(4) FRUED) T 0 BRI B R T 5

(5) I RbRA S R TR

(6) IHPRIRASHIAEE (R4l FEFF;

(T G IRbRA I AEFE T

(8) Har 75 2 1)k 4% J A AR

() ALY 14 S =kl 73 b ERAERRE S (AT R S5 32 T e 10T H AR Rl
BEXNTAS [R] B ARSI 7 VR R 24 SOP )

(10) BT IR SE S bR VB AFR /7 5

(1D =N R ;

(12) B AR R

(13) LIRSV FER IS . SO TRRE T

(14) S50 TR F W) B AR5 G AL B T

(15) R4 = TR A s

(16) CAFZHIFEF?;

<

©
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(17) e AR PRI E R R T

(18) W FHUIR LRy TP

(19) fREG T

(20) SLE= TR EHIET

(21) Y IEMTAR; e 7

(22) BIRHRAE B

(23) sEiu= N S ERE T .
9.2 FIEMAE A RIS
9.21 mEMHIFEHEER

AL RTI SE I — AL A A AR Y REAAR R, g SR B VI
A8 HARREIN S 23T o TE T AT o N 2 RR] R A G A s AT AR .
S NEER AR IR , AL S a0 R AR S (1) PR e A8 B 1 S i

NI AE R m N7 24 4k 225 i DA PR I 0 IR B A s (20 BRI 4% -
FIBERBATE SO, R BAG T 2B THEARBER DG (3) AXSHI: il

SERUBED) T G S S AT IR R AT 2K (4 FEXR (D &
I SZIAR F 0 AP G S o AN, ARG SR A1, 38N 2 3& I R F AR v 70 1
& marker. A BUEEE marker 255 BE S EAT 85

G 2 N 2 PRUE AR 5T 428 i PR R PEAN R o P, DAl 4 o 428 i A B SR IR
Wi o 4% it 2 1 AR i, E TOARAE i B TR A A B RS R OL T, BAPE B
AT AR FH 225 B UE ) R BA PEREAS s [E o 4 it T DLagE FH 28 3 e 1 2 B
VEREAS, B 200 B0 I P 92 97 A S 200 i 2R A A1 ) S ) 55 8 R0 R 38 s AT ) Joi i
L, D03 B TR ) X HE R A R P AL R PT REAT Im PRAEAS o AEAL I H F5 7] BEAFAE 2
PR AE AT RE It B B2 28 A A8, A 45 JRANAT TGS, mT RASR FH de s L H) — A
RASAE N BAPEXT I, BT, 25 IR R 2 AN S5 IR, B 5 R B0 UE SR IR AT A
9.2.2 EAREZH

NG SER ek vt WA SR . RS 04075, ST RERE kA%
T RS DN S 6 5 () P M o SIZOG S N U BRI A B B R AT A AR
M5, T REAEAE AN ML B P A 72 5 B R IR PR T AT A TR s B AN P 5
JREAE ] F N BRI N S G P R E , 2o B B S BB B A
PRFRTE AT o AR A I 11 25 PN 0 42 1) B M 3 6 MR 5 2 A0 W T RAIE
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FEF) #K,
(1 HE =Wz

AL G I PR 45 PR 4T 241 7 =4 AR A S0 R B8 B R e e o — RSO S 56
i E NSO B PR R QER XD YRS AXSI, BT PCR AALII L5
I N 2 B NEANE AR 25 A o SRS S A R A [ I A o 362372 I
AR BRI, i ) DNAJKREESS, W] DR AIARE il 2 Bl gt it 22 A AT =
PN Jo B A ) —— RN R 54 et 1) 180 L H i 2R e A e T R R A e T
L RAR A (R AT SRS L AT A OB H SRR . — ARG O R R LI LR R
W E = A RS 1D IR A 1A ERERAE, HARKREAZ T 30, —
BFHEFEA R R] o #0703 T 150 B AT 45 A W AR S RSk, Al =g
BATE CIEHD XS IEE. 20 HFE RN 2 RARTERIR, AT DRSSk =
H ST, TR B e fe R B e i Aer Il 1]t (14 2 A B 3 S 5R7 E DA] A I B 12
JA I AN e R AN [ R 2k P A2 (R B B PE XS T, ARSI, iR E R .

BEAT PR W ARSI H » B 125 8N bt BN 275 RS B BHA L i i
Qefnrfiette (AL, BROPCLEXSIRKI B, 00BN AT BTG QbR S 5

S8 3 N2 R RS ORI REAT 30 Jother, R ORI LA i AT
fEH
(2) etz

B 0 AE 8 5 s AR i B X B A, SRR ARGE TS DL, A TR
P9 aERE 2o =RIl N ENETE = N b /ANDAR S i BN N 1 e El ST = N = o0/ BN e X e N '
2 A% A A5 7 ORI R GRS E ML L AR B BTE N S IR HEAT i B
(3) S0 = AR " Ao B A SR ) N R A A

JRARE S BRI s A A R 6 T B8 (o E LB D PP RE A HR
JRAEREAIICE ;RN SRAZHHE RN R A% A A BT st £ e
9.3 ZEEEFH

= (0] B PN R AR S0 S AU 2 AP A RSS2 56 = M A — AR A,
ILUSCER < BT AS [ S 06 = 8] AR T S A SR, W« PR A S 06 = ARSI g
SIS PR AN S 56 = 10 5 8] o B PPN B N A A 6 MR IR 2 00 o R
UEARR) 2K, SKin N A SN R R E AT Wz H ORI R = 8] i s A,
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FRERT =K U B s, K & 3t UL EREAR ISR S Lt . Hxt e =
N 21 1 2 Je R A i RGO R B AR OB, A A A 10 S 6 = 0 W] 23 5 [ g
22> (CAP) FIZEEEEEfEY4 (ACMG) A4 TitfL Bt IR H -

S 8 N AR A7 3 [R] DAY 4 SRBEAT 0 A AR 45 o 55 ) o B PPA 45 SRR G i B
IO O G RATFEI, RN, FEREURE S T3 /2 1E 4 T o

SO0 5 AR AN RS ER R = R VPR TR SRR A
Rl i e g5 B BARFET s ARG 45 b SR S e
10. ¥ RBEH S L Hafl
10.1 Duchenne JLEFEA K (DMD/BMD) ERF2M¥iamE
10.1.1 iR

Duchenne LE#ANK (DMD, OMIN #310200) &N RS &l
WEDGEB AL . BELRZHEONFIEAE, FEIMRIE, DMDRFFENE
72 5 B 11/3500. I AEA—5G I R, IR PRRHIE 2 B B ULRIEEAT T8 77
SRR HE R LI TR BB R 2 L7 FULG 2 2 10 v o UL e IR IR WR M 5 5, UL
WCAF I Z 1 B R IR A s [RI BT, BRI B B AL VS RN 2F 42 B >, £
LA RS 0. WL SRS v] WAL e VIR AR [ . BAR RN —, WA 4EZE 4
AR, MR R AE AR A A . B NS e An T B RN (CPKD mifE Tt
at s , FHENIEA (Mb) « NEHREE (PK) ST,
AR AN S S B vy 3 v, SR ULERIE N, JUUBFIRD o 903 v 88 8 Lo LRI O
it T &40, HILG BB R SO TS A R, W T7E208 7 4 BRIRFIR AL 7)
FIHILT

5 DMD ) Il PR 2 AR AME T35 AL IR A DU R UVE 7R AN R (Becker
Muscular Dystrophy, BMD, OMIN #300376) , &% %) ~41/30000. BMDIiE
Wik, BEFapk, HAAEER), —RLI2ZRETEIERETEXR X 7-DMD
FBMD.

BEATPENLE 7R KRB0 3 R A T XYL B4R Xp21. 2 [X fIDMDZE A (BFR
PSR A%, dystrophin) . DMDIER R H i & &R TR AR LR 2
—o ZHERPLEKZ2300kb (2.3Mb) , FT7INMHME T, cDNA%K13974bp, 4w
oy 8 h427kd, 536852 AR NI4E M B 28, ZEASEEQL S
TR E ARG RAERE A /ER . Ti/EDMD/BMDYE A F, BFHZ FillE
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AR, MANBBARARE, SEUANMRGRSE. DMDIEER[f#5 fhk o &
2 72 FFDMDHMBMD K A4 fix £ 2 1) . H AT DMD/BMD  [# 76 H 2167 7
V2, RIS TR A6 AR (10 7 V2 e 0 S0 e R 5 oty o B B 7 i B R W gt A
T 5980 e e — A RO& AT

10.1.2 DMD/BMD K3 R 2 M7

(1) DMD/BMD ZEHZWiHEARKIKE

A N AEAR T, AT AZEX G ik Xp21 [X 43 2515 31— R 51| £ A
HIREE, XA X EHIRFLPEET T KEMHTFL, PIRFLPIEES 73 472 8 — I
1 DMDAMBMD#EAT FE K12 W () 1= Eag 4%

i % DMDZE K| 4 K cDNATREH R, AT I DMD B (30 73tk o 5
FDMDAIBMDx EZ W 73 Tk A, FFRIL 78RR B #R, DRI X X 28 A U
Z EPCREARNIZ A, BT K A HE I AT B RIS W i) E AR . it
4, RT-PCREIHTHIA AR 21 5] ADMDFBMD L K2 Wi, F X4k &7k
%K+ MRNAPHE 5 A .

H1F-DMDE [ P4 ) 4 5 & B 5 51 (CAINZ S tERI R L, 2 FPCRE AR Z
AVEEBUHT A E B R DMD A BMDY A AT 5 BRI 12 Wy DL K R 4 1t 2
A 2 F B

20024F, % EIEREHETY I (Multiplex Ligation-dependent Probes Assay,
MLPAD AR H I B DMD 2 I s B HA AR ENER AT o 2R B R
HER A U IO s, EBON IR R IR IR 2 i DMD 3 [H] Fr B 2 5 E A 5 3 L (1)
BRTFBL, MLPARDVAG RS W7 & 2 2 S T IR RS2 B, I TR
AR

B, DMDERZBIMEARHGFEE. %, M FZERER, R
RAE L, HR RS W ARAR A BT i N BT e (R SE RS W, S 2
AN TGVER HRAR, BN IS R T ok TR KA . AR,
LA iE B DNAN P A A RE T — RER B R K R ilil, CRRgEs
BN K REAT HER I 20 T2, BRI AT T 46 5 B8R F X B AR 37 DMD
R, H A E P BOR C8 A T DMDJE R AR R, i 2 7L A0
FEGR KL K DMD N\ S REREAT A R 3 K2 I

(2) ZEFEGRR/ BE RN
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Southern B[22 2 Al Bk PR i /B R R 2 30073 (HERAE RO R 0%, HL3RI
PCREGA N F i A5 8K RAR AT AR A3 B i i . B,  H ATDMD/BMDI IR
He K2 W7 TR 2 AN TPCRY VLA 2 BB AR 1 (MLPAD #HiR,
A LK DMDE:F 794 S0 B F- AT SRR E G 0 HT . thabh, A &FhE SR 2
Rl B 2 i 5 VR AT ke %, 49 5 B:-PCR(Quiantitative-PCR, Q-PCR). £ & [
PHRAE 4232 (Multiplex Amplifiable Probe Hybridization, MAPH) %,

A R FR & FIDNAZ T B, X T DMD & 2 B: R B g/ 5 5 (1 25 e D
BEJ1IE$I98%. HIA i 28 SCEARE A HFCOR 2 HTMLPARG TN A R, AT BLSE i
VRIS T BB BE BRI, PR 1 ORI ) R
(3) JEBRREL keIl

Xt F AR AIDMDZEAE, B FHdHPLCERHRM AT LA 2 Hi S AR T 42 191
B, SAEENEPCR&YIEENF, e RALMTT. & n] N HPCRTT Y #DMD
35 BR] P AT R 3 ) 4 R E B 41 (Short Tandem Repeats, STR) , HEAES & {E
WAL I AR DMDHEAT ZE 12 BT . 7 B2 W DA S & 7 I 38 Rl

(4) HEEMFH AL DMD ERH 2 Wi+ KR A

UEAESR, NATTE RS 3 5105 b Jil R e il e P B R 5 A B ] LUK (s
& EREE R X BT SR FSFEIT . LD DMD &y, i 25T Sanger
I AR b PR R TG o0 A K R AT 5, AR L i W e B R TR 1Y
. UE, T LGB AR I 7Rk 3k 1S DMD R 4 K P A1l sk 4 4h 2
TR, ARG R vl el e B R R X L e 21 AT il R, AT — IR PR SRR
FRRREA P L Rk . EE BRI RABMEE, WIS T DMD 2 E1ZH
R FNHERf . HATE N A 2 KA m AR TN TR TR, G
e 2R T . BARZEARBUEIL RS2 E T HU I, HEMEAHZ
A, il E N AR E DMD ZERi2 I R #EE B IVEH, IHRZIH S DMD

A2 W AR .
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B AR

g ob A
l MLPA/#% HiPCR
WAL R AL

B4 25 UARRRATRIR

A l l dHPLC/HRM/ )

g S Tl A& A7 A EURI 5

Bk B4
T | |
s S i B

& 8. DMD ZEHZWiHE

10.1.3 F+&F (WA Bl

DMD/BMD & X S st i, Lotk 4|8 551 B LI AU /2 50%,
PRIk, e s B R BB R . AR LR e T S G0
FIIHIR . B BRI LSRR
(1) R/ E R AT A

82 FH DRI R A0 A, P AR A ) 2 S IR 7 A . MILPA U7 ik
2 [ A AT 5k R T 2 552 88 o SR AR 485 4 2 1 2 B i
(2) FEHSPRNIEHTE

ST S0 L ARG SR AR R 2R, L] DMD S5 D] Py S5 R0 196 i 1) R B EE AP
5 (STR) ZZATERIRIN, FEMDEB T, 158 Bk B LK DMD £
ric, R SR (0 LoV SR AT #5 H 3 Br 2. TR T RCRB, i
IR AR B H AR J5 a3 I B 20 A T DL A G 2 A4 UG B[R]« {HL
T2 HBORIR G R A RAL TS, BHEEE A —E ARG, R RER E 2
BEI RGN
10.1.4 DMD K= B2l
(1) PRI

CAHIE DMD &)L, B DMD S0 5 2200 75 0 KU IR ) LT ™
A2, FELEURM F BRI, IR JLARHE DNA 2341, S ks is L
F T AT AE 55 S F 25 AH [7 P 25 DR B o DRI = BT V2 W07 1) R B 2 T S B A T S iE 3 1)
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GIMT, W FL R SRR IR AT R AE AR R T SAT P T W 1 IR AR AN SR
(2) FPERTEERE LW g

4.2.1 HRRATI) U, oy tEia )L, R FE BT IS SR R
iR

4.2.2 X THIEFH NHREEZ ARG, TG JLIDNARE R H £ =AM
T-PCRY L BUMLPAXT i 2 284 95 451 3E AT R0l 5

4.2.3 X TSR NAEGR B ARG, H AT AR A STRIES 0k,
5E BESEAL 45 B LIMDMDE R FRIC, AR¥EMR ) LR BB B —hrid, AIXT X,
B G LS P T2 W dn SR SE IR QLI 1 IR A R AR KA, W LN I dHPLC
BHRM LA 7 B AT B ) LASCH 77 11 2 P52 W
(3) PRI W HIAR A

1. FEZ110-12 AP IO RERER B A, N8 B 1075 Y

2. fEZ% 18-22 JH W] HIAFFHIMECEKAR A o SEI0 FAEHEZ 2 F Kb AR, R
5 N — AR ARSI TR A, ERREREE . B, BIEAE, RN
WA
(4) FRISKTHIZBR

a. RWAFRREPD

5 DMD/BMD =R Wi i H i & 2% 8 s R s 5. i R Bdh
JSEARF ) 5

D HETRH B FEFZ BRI B BEXZ) 60% 1) DMD/BMD FE 3 fi

2) T DMD RREAR, EHREE, A REsHEZHHIE B R,
3) i mn e XU LEEAT P AT W, /5 Ui R A 2 S6 IR B RAR I L i
HF i AR A E T KRG, A REERR X 5 & s MR IR L REAT S84

4) A R HAEE AW, SRR G B AR A R HAh s
0 = XU

5) P RIZ I R BAM F AR AR — DA AIE R, BT MEZE R,
ey SEIN ) PRV IVEE S

HigE TR AR LI e, %% ERmERES, PPkt CB s
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HRIB U A, B RRAEIZIZ W R B XK, A5 52 B A2 R

b. Jif LA

ARG LA T, MAkE i LT DNA 28T, BE iR L 5 3RS R %
ArEElR. w2 PERG )L, AT RUE IR R 2.

c. ZHZH

ARG L S A5, HHERR T AR A I BRI TS Qoo g AT 2R bt T
DR T2 W I HERBTE, S22 R F RIS [6] (12 Wr B AR B S 34T 3 R 434

IO SO P AT e S R0 W UV R e 375 k3 D st ibv 2 mallL L

BRRTIRAS . ZHAHME T PCR + MLPA;

HE TR EY ST + MLPA,

RRAR: UM + RGN (HRM. dHPLC Bl

2) WAREAFATETESITFE R, T RIS -

SR 2 EAMNE T PCR BARKN R SAAESR R, A B 5%
(- MLPA) {EAHRBIIGIE . G Ry dEBh R B IR, RIS [ e M I, BLHEAT

DNA .
WAER, TEXTAR )L DNA FE ST ZE R 08 B RIS, NS iiE 2% F R F
FIHARBEAT 54T -

SR1MT, DMD FRIPE R, B[R A E2H #5ik 13% LA bo 7EXT JE i 2 7Y o 491 idk
AT 77 B2 W B AT S 145 5 ANy, B Sk F A A o N AE SRR
Ui 5 I HL A AN, SRR N D — 5 2 AR AT = SIS . —
RTINS G o0 B A, 56 ) LS DR 2L A HE T e 2228 e Ly ek o mT LAE—25 0y
T AMEAC IR LA, ff o S50 5 DR SR YR P RO R, 0 s 27 8 R 79 A 5 DT g A R, A
i3 T G Ak L RAEAE SR IR RAETERG L. — MR R A T BRI
oA AR e (AT REME SR o fhe 22 () SR 7 35 08 Je il 2 I RARGE Y, SR JE wHia ) Lidk
17 EL A .
(5) F=RISHISE R RBAE

PERTZ IR ) L AR FS 7 R BB I 23 0 3k AT I3 AL AR A6 E A DNA
N, SR AT WA R BRI . IR ) Lang sl e, IR LFR A RNLIR B s A, DLEG
TEF= RIS WS R
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(6) FRE=H

D BEATPERTSWISER N T4 RGBSR R R4 AR P

2) FESHEF AT AT D, R RO IR JLEANRE S AT 7= T2
Hr 5

3)  FERIS Wy w25 A B TR PR L [P e R AR R R

4) KMFERTSWIRE SR, SRR A FE D AT B UL 1 38T, SR A
AN I R B AR AR I [F) — A s

5) JERFRRETETS Y, SOHE RS 21 55k B STR Fradkedll, BEAT LA
HERRIG )L 21 =AM mBE, AT UK Bhfi R 5 A7 7E BRI S 4L

6) Btk PCR SEER V54, X T FrA 1) PCR 257, WAl BRI DNA
AR A SMIEE (1) DNA AT PCR 7P 4i5 4 o

7> EESIFEHTSWIRE R ISk B SO R, FERIRER D 5 A,
TR TRE G AN [FJANRRE () R, IE ORI 0 R i B I R 2

B T B (2 R ORI R AU A B A b, 2 NN e 4%
AT T SE it o
10.1.5 ZEF W= Wk S

HE BB R S WA= B2 ik & A TN

(D) ZAGHRIEE BN LA AT BiEAER. TR
IS IR GRS, S 5RAR G 0 SRR 1 A s ARG i 45
R

() EFRECWHEAGE: RAMEATE, KBEEF . el BE R
RBE Bk 25

(3) JEHS W A VESI Y SRY LR A4 1 45 5 DL S DMD 3 (K| b &
FHRREE G DL, DA SRR R W23 RIS W s I T SR RE R

(4) BUL ARG AL B LR 75 AT 1 A A 2

(5) R4 T A 54578 % . SR 2 R B B SAT LA B e 2R 1Y
A
10.1.6 B{EE W
(D) FAEREGEFERRE

DMD Jp il i, #5848 W, iX /& DMD IR — M, BRI X
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s BURME . PR IR AR R e R AT RS R I A, PR A
A EPEAN o {H DMD S: R Fp A7 AE 5 B B A5 H, HE T R R AN Sk A oy
SRR Gy R AR ZE R, T HAER 220 R AR T R AR 54, AMUAE LR 2%
X Qetafhz B, 1EFVER—5% X Gefk A mr LUK,

FEWGPR 3 A e, BMSEBESR AT A MLIK 43 A 4 R R m A 2 SRR G 00, ok
D BT — ORI 9] A2 T 7 S 37 A 98 A 2 A B R i 5 B A R o 22
BESE A TE IR A, AR B IR RS I e T 548 B BE A BT o 1) L s, R SR T
DAHERR BB LI B Bl 55 I mT B, (R I A k2 5 s 3, 5 2 ) I 40 A
B B SR RAHIR Y DNA J5 RERfE ,  FUBTIR A R e il . |l T
FUANHRRE P, 72 I PR SE B A 0 T BRI 491 PR P IR R S A2 S (B P T 12 B
(2) REFEF RIS

FEBURG T, A LSRR ek HAMEAL, WMATRER A E—3E vl
oo DARTHRANE R B _E3ELMERUEINRAS, 120 T SQURRAL o 538 1 5 g I 22
VRS, ROZA TR E TR IR SRR, NS AMEACRIE I RAR, Ik BRI 45
F S AR AR
(3) ZHMEIE & B XU

DMD y X SRR L Lot  — A B, (R T e X 3y
EARAAAESK B AL (Iyonization) IR R, A /b Bt it & IR 2 RIS B A T 4900 . £
TG T ZMEME AL FIEH — S 2 R 1 GRRIGEERIFTEER) X etk
RigD, RITAHNS T S R, SRR
10.2 Hi g3 1 K2 Wi de ve
10.2.1 #%id

HiFR ML (thalassemia, TEIFRHLET) SRS b5 UL AN S8 B Dl g% 1k
MR, oo FAHRFE /2R B R R R BURAR 3 B0 4 A 14 Bk 11 T 5 e
Pl D BRSSO ZH RS £T R R BR AR B LB AT, AT 5 T A B 4 5 AN
LA BT LR o AR 52 REREE B A ], b 3T L mT 2 AN R R, 3
ok B R R 3R TR D AR Oy ot i 7 L Co-thalassemia,  fij R outth 22 [OMIM
141800]), P¥kE [ 3 F R A FR AL IL I (B-thalassemia, & FRBHITE
[OMIM 141900]).

HIZTTE R BRT NIAT, EEMAERGT R RAGIER @ KX, 20 512
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Ny A B AR R AL R, WHO 9 A 3805 THRIPKE Hh 23 971 9 7E % e vh [ K FF
Ji NTF TR (1175 K 2 — o BB KA LARG 1~ KHUIBON 2w i R X, A B
B R 5T R 1 e 200 1~23%, o, JRRART X L, )P AT A R A
23.98% (o-H17T 17.55%, B-H1ZL 6.43%), | HFAHEH RN 11.07% (o-Hi3E
8.53%, B-Hu?% 2.54%).

o MIBHITY & i Yo AR R i8R0, e & FONBE R G #, G O IR R R,
EIM AR A SN R R MR . B a-Hh3% (Hb Bart’s i) LK LR EE)
NEBEHEGR, B - L A Re R AR AR A, B2 IERNAST L2 AE
HAERYT, HETkREMTaRBEsr, MR EHRINGITINE, il s i d
PRI, IR ™ E 52 26 ) L2 H il icd 20 F B
10.2.2 2 I AT ST
(1) IKERE M

R I PR 7% 100 3 B ML 2 3R AR AE AN R R 0 0 W7 S o 5 LI 200 5 2
I/ NHARAR 2 38 22 MG P RRAE PE RS2, AT B (1 % 253 R 8 BB HbA
IV BRARAT HbA, /KT (B Nodth 7T, FHEpHi3E) BLK& HbF (ifi JLITAT
D KT R I RIS Wiz 1 B LSRR, b St B RS WoR = RS
T S LA A

B 2T I I AR 2 BN R B R I R, 75 B S 3T 40
A L Bk B AR ER S & S IS W M BT L, 208 A 5 1 4
P B TR IL . 75 B8 N, MRk o 28 /e 22 40 ) L o o 5 TR
FALE, TEIERUAMEIA YT A H 5 L 6387 T B S T v 17 450 75 v R 0 45 T e
T [ED B AR AE , TE 20 e Ml DX N rh gt — 25 AT LT 2 1 99 # DA S ot 2RI B
3T 5 2 W
(2) ZERSEAF=aT2 K

FERS W 45 R T MO 3T (012 R b I, BT T 000 I DA 3 284 AR 17 3k
J&s TR, FERIS WA & DR 4855 2 12 (R F b A0 A7 w8 U i L= BT 12 B
AT B B AT2 Wiy 52 R E AR ) L A2 H T E B A AR o 5%,
o R BHLZE 1= TS W — MCE LR GR -y Hp T 4 I U B LI 9% E . 2Kk
Jrls MLBEAT, BT 5K R A DNA J3 T RO FE DR 12 T2 o flT B3 237 12 BT ¥ B A A
HITB
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10.2.3 Hi ARSI A3 R 2 Bt
(1) otiHigE i
1) E A oot S 0 A J2E R B
a. o BRE EHERF KSR

XAEsiE o A FER TR A o BREAERAT 16 5 4L Ak,
FoR G OAE EAWA a-BREE AR AL, IR RN ad/aa, TR 1A o Bk
HEER, FEFEA o-3T, EEAAN ao-o, lmAR EIERER H AT J6 FHE I
T, Bk 24 o BREEE R, ARARAETY o-Hh3Y, BN ao/--BR-o/-a,
R TSR, A M A AR I-F B 2L AR (MCV) A2 2040 g
MAEH (MCH) HIFRIK; R E=A o BRERAZEF SRS, W4 HbH 5,
FERIRON-o/--, o BRER I RBE )& B2 B0 BO™ B AU, i R R I HS A ) 7Y
IR, 3R & 82 AL 70-100g/L, A MR AR FEB0E, M A
BERAFHLAMBPAT (MCV) AP AEMmeEs (MCH) RS, ™
UMM EET S, I H BRI E UK T AR DR K S ) S I
LB, e IR BERE B I EE SR A B Y SR AR —HbH(B4) . 4nly
A o BREE ORI, JERA -/, AREE R o BREEINEE, IRK EFRA
HbBart’s /Kt iR JLZR G AL,  BIRRG ) LAE t AZ AT B Ja = N S RIT 2 AE T
b. o TREAERE RRE

B o BREEERERP GRS S o TR EEK D TR, AL o
PR AR MR T SR o 3T, X3 o MIBTRRZ ARG o HIFT . AE P [E
CfRIE 1 12 P ARERR R o Hi3T, B I H RAL IR =, Bl Hb Constant Spring
[HBA2: ¢.427T>C], Hb Quong Sze[HBAZ2: ¢.377T>C]#l Hb Westmead [HBAZ:

&

€.369C>G].
2) ot MLMEFE S EEAR

T 280 K, 76 N A 51 A o b 2T 1 43 5B 32 2 o BRER TR R 2R
PAL HbCS, HbQS Al HOWS riZRA4s, XUe/rFRkfE 2 M EHE, AN
KAV o bR, D, 7EAPE O o s BT T B D2 T AR 45 i R B A
H o0 B S A B K H sk e AR 2K . Southern EIIZEZ4AT . MLPA. 45531
R WIRLX 1) gap-PCR FISLES PCR A H Al H Tk 2ot 3112 Wi 4 Fh 3
LRSI 7572, 1T Southern B[R A2 4212 W7 ok o 19 5 A1 i 2k B 2R AR 1) 114

65



SrhrdE, H TSR ERIIERIAL  Southern BT 44 A8 B T K J8 BCAIG PR SE 36 =12
Wroth 7T B AR AR, H T Southern ERIEJe A2 HEAR AR BIAFERT, H 32 22
T 50 H B BORE 2558, e LUVE il AR 2 Wy 5256 25 1) B AR I 5 BL - gap-PCR,
MR o e A SR R ) — K T [ B 0 22 Ao 2k SR Y o 3 1) 22 B gap-PCR H5 AR AT
SIS PCR 50K, fal sl (EAGHES . ARORR AL ot ST IS W R S 7] R28 58
BORMZ CAREHE MM 2 Bridk, bRk A DNA 45
(2) piirh¥EsTm
DR NESUNCE: i ehi5iiN: ni a3
BB B DB i TR BRI SR A 51 R LA, 46 R 28U T BBk A A AR R MR
A CELFE BT U A B AR AN BER KD PITE . X 28 fU R AR 73 il 3 3
P2 PH, mRNA HURBIREIN T4 R, BiE AR E RERE B IkEESE, X4y
TR B A A Y BER AR A R BE & Bkt (B B> (B, BliE SaRkE AR
G BUR R AT, HINA LI R A . 2S5k, FE E NPT
H R I T 50 FhoeARZE AL, o HBB:c.124_127 del TTCT.HBB:c.316+654 C>T.
HBB:c.52A>T. HBB:c.—78A>G .HBB:c.216 217 insA. ¢.79G>A #l HBB:c.92+1
G>T %5 7 Fh A i [B AT pHb T FE AT 9096 LA b, ANGLiX £6H WL B 51 F
DAL B8 e A2 B AE 2% 48 T X BA AN ) RO Z [ A AR 22 e itk o FRIE e — A 3ol
W, NAAEA T2 M2 RIEEZR, FEREAFEX ., AR R pH:
T 35k PR I TR R A 0 2 SR 1) 8 AH N ) i R 12 Wi M 7 T2 T SR DA K% 3 A 5 1 55
HAT H B
2) pHirIEH I HEESRRAR
ARIEBHLTE 70 TSR PERF £, RN 200 2 PR2 W 2 02 DU /R A9
HOAESIAKNE 7HT PCR BORKE AR A [ WL 71 R AL ) R K] 12
Wrgidke UTHER T DNA U FPEOR BN A AN RS HIAN T N B, TBORGR Z2 3ly
L FH T AR FN TR AR SRR BEE A F R 2 W
a. PCR &4 &I EZ38 (reverse dot blot, RDB) AR
RDB /2 24 Fif & [ ) B 23 BEAT R R W AP B2 W B B 77 vk . iR B3
O R AR A7 5 R 2 B R P A A o — A R R R R M AR
(allele-specific oligonucleotide, ASO) #REl (KB — M N 18-20 ML), Hix—
HAYZHARICH) ASO FREHRENEAE AN L, 855 PCR 45 B i BERHE 2k
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DNA Fr Bos AT 2458, S /™ b oA T A S MBE I, 8 A 3R R i
AL (POD) EALEYR G ™ AR A5 5, ANTTAT BALE 1 A28 58 e Wi o [R]
IR A R R REAEAE A 2 A SRR, JRATAE T A I IA BRI R S B I T
A GHCARTIE P, HER. S, JFE ERRNEE, HArare 17 M|
c.124 127 del TTCT. ¢.316+654 C>T. c.52A>T. ¢.216_217insA. c.-78A>G.
€.79G>A. c.94delC. c.84_85insC. c.92+1 G>T. ¢.130G>T. c.-82C>A. c.-719A>G.
.-80T>C. c.45_46insG. c.-11_-8delAAAC, ¢.2T>G Al ¢.92+5G>C] /& 1 [H A pHh7T
RAFHRL SHL 999% ) 1 T AR A L WA ) B R 2

Xt RDB SRR B I 21 RAZEAUE G AR R LA H AT &L, W mT
A0 A P IR 1 ik BAT AR R 45 R BB R AR ISR . DNA U3 7] HE B = b 4
R BMRORIET RN RARA, HERAMRT, W2 A4
BN KA LA RA T 5 A ad 2 ORI IE I () RARRAY, I 750 R
AR PR AN BEAT DHRE AT, SRR MOE AL R ARy 51 i L D) e SR e B R RS A
REAA E LR AR T P EPHITL R AL 70 T Bl s B = Al AR AR A M 381 5k X e AR
I B ) SRAZ A REMRE I R R T, 37 32 A 3 P I 53 3R 7wl e Dy 2k XL A B L )
SSHABJRAR PG 72 b L T TRBT SO B S I0 S BEAT IR AN BB
b. ZEHFIBMREH LT PTEAR

2 (TR I AR v 28 0 AT S5OR A 9 R 5 UL O RE JEE AN (R BE e 471 28 32 T Bk
MFERAZMNE I ZE R, GBS A TRET TR C 9O IR A, B T/E 4> PCR
R ST RS 22 B ORAR I R IR . AE T BERER B R R AR AT IS,
SR ORI B-H T RAZ VA R H VK OGRS, Ity BT 18 514,
ZAKHR PCR 419 J5 , £E 2 (7 PCR AX . #E47 H AR 281 van T A0 e it 2 70 A
B e MR A A PR HT 2 20 A 45 SR P AR R AR 5 M 2 R xS A DI A L (T
1B 22 SR E A A AR A 75 5 A7 PHBZT R AR R RAR IR o AR, PR
. 7o PCR JoAbBE. tillidE s, HEZMEATSSE, FWESIRAREH .
G, Bl X} 24 F(c.-140C>T, ¢.-123A>T, ¢.-78A>G, ¢.-79A>G, ¢.-80T>C,
c.-81A>C, c.-82C>A, c.45 46insG, c.48 49insG, c.52A>T, c.79G>A, c.91A>G,
€.92+1G>T, ¢.92+5G>C, .84 85insC, <c.113G>A, c.[115delA; 120G>A],
€.216_217insT, c¢.216 217insA, ¢.130G>T, c¢.315+2delT, c¢.124 127delTTCT,
€.315+5G>C, ¢€.316-197C>T) H [E A B33 5 AL ik A7 Aar ) A ] 73 24 o
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c. ZEFMEFRFRME PCR O

IR 1 A2 90 AEAHHE H g — o fa7 i . BRSHUR R SR AT B % TAR (1 FE RS i Bt
AR X ET R BN R AR v 1 LR R AR R (¢.124_127del TTCT .
€.316+654 C>T. ¢.52A>T. ¢.216_217 insA Fl c.79G>A (Bl HbE)), #ilAl4 it
H PCR 514, $E9ARHEDE 5 1 A7 R BT AS [ R 08— AN Bl LA 1 T 7E 1K
eS| Wit 3o, B IEMIEAEMEE, HR—2 ESMER R R PCR
(MAPCR) A%, HR#E PCR F=#) b & 45 7= A A B (e S A FE T 18y, AMH AT BA
BRI AR 2 75 B X R RAR , it HL AT UK TR %M AR I R Tl 2
5T
3) HrE) BYpH ST L

oo ] 2R b 2 i G PR TR R A B R T O R — R B A,

o BHU L 1 B 10%. JEAESRIBE AR B, P A Y B TR 1) A EE E B

THRETHOGaOREARNEZ ., Bt 4iE TH Go- 3T, pOH I SR ML 2T X &
G T PHIFTE A HPFH 5k b7 AIpI T4l 782 & KLF1 SRA8 % R K Fr
H 3 30 ) 2 B b o A I () 0 T R RON B A%, DRI b 28 A AT
RSl UL 5T e, BR T X BT MR AE R AUE e dh, EFHK RSN
PrE AR ok & R R RSN B A e (35 DLHD L BEREE FIBE IR B R . DL 2 KLFL
SEIN GRS, R [A] B B 2T 1 HH AER (1 5 RS W
10.2.4 FETZHIHIZ R
(1) MR

o LA AT IS W E X R A H L HbBart’s 7K i ) LA/ 22 X7 41
PRt ot 2T M RN ao/--) MIZEE. BT 3RE R 771 Hb H iy WLk
T FLAZ 3T MR BE A AR R I 22 57, — MO BB B8 LI Ay, BOEE R YT SR,
HbH 93 I )L i AU R A P 72 BT 2 W — AN B e AR BRI KU, 1) -+ 43 UK
MIfE. 7525 NSREIER, G Jeiif 35 50 R/ s RS Wik B G oL, o]
LA & HbH 5 i KU I A= B2 Wisd G . BHuZE = Hnis Wit = o S 2 2
A I AR EE AR LA BCR ZE U7 2 R 2 B i D B 2T 4 1 R g

P2 T T4 2 750 5K B B 03 R ) B SRAE 72 i 2 T 1) SR XU (1 5k A
R IR IS RS T 48 SR SRR AL B A b, S N B RS R I
LY

<
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(2) BIEEA

WAL G B2 W AU AT, Bira B2 Ji2 B 1 F i 2 0 50 ST 1 15
PR BEA T o Hi2 PR AR BN PRAE AL 5 1 DR T A8 A o R v, 1 ) R
A2 W A AR JE R 2 WA ie ) LA /M5 8, B G EAUEE . Jig )L &
DRI 25 R 28 M P RS 28 L 0 PR P LR B S e E AT T s RV R A TS
WA 7 id . SEREEFE . BRI RN R PR s SR o AR A& — R M T A R
BESEAG ) L#BA vl fe =2 a SRR, AR > R R 3 i 45 o (R
PG R P RAR A5 B M BENMFR, L0 ARERAMAN, it
INCOISY N &

FERTIZ I 078 7y B 2 i S HoR TR I R R, AR IE 2 S RIS S 1) Jn 1 ) 2
o fEABBMAERERRE, BE%NRTTaShEr= iz .
(3) ZBMERES.

TE IR ) 345 v 2R 59 45 0«
1 H AT R 0 B RS AR T B
2) HTEERZWER KRR AT GE 52 WS B R R
3D xf i RS G LEAT P B2 Wiy, 75 Ul B SR b A W S e NG 1 i 3E
RAREER T, A BEAEFAR X R R b ARG ) LT 525632 W
4) TS HHE E TR, EAEAR AT e B AR R A B H A SR
JRURE
5) FERTZWI IR B LKA RERE — A O R, BT MR E R INAAE, 2
ARG LT BETH G ASF S R

HUEH AR TR LR RS, SFERET, ibRd CE s &
AR 2, R ARIZS W R KUK, R T = RIS W7 % o
(4) BAREF
1) BERRE

BEAT PRI T R it 75 T 2 X 2R 20 T OB 3K, i J LSRR SRR — MR A 1
JA L, BE LU PTARYE B2 AR SR AR RISRI2 38 BOR R SRR . SFoKEUR T I, X L8ht
BHH T4 BUH T 7710 7> 5712 Wi DNA.
2) BAEmAE

H AT FE 5k B gk (DL A ).
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1) fEZ R P AT 200 R BB I 3T R B A, 5 U7 S8 B P
SRPAT 5y T2 Wil e S AL
2) {EWIEHh IR R RS R, AR R K IR A0 A i kA7 B 5%
FOMHFEAT 2 W, Ba)LRFEAIESE 10-14 MBI T 242 17-23 JH %
ORI o AT IR (2 RS W R X G )L DNA FR AR EAT 9848 8 R FAAG I
3) RAMIBAR T 52 R S Wi i) 7 kAR
4) FFFRISWIA B )L E AT (Hb Bart's KBS JL. BB T I A 404 T 8k
HEMET), WRIEAEMEE K AR R A R AR,
5) EWLILITIRS A, M) LB A BT A LI MRE & N AR B A, DASGAIE ™ i
W R B IR I ERAE S B B AR AL b, S N AR R I AT 5 T 5
Jit o
(5) BHEEKIRE

BHEHHREMNAFEUTER:
D —ER: ZREWS . HAKEHS, LRI AR, SREgmS.
PRAGR S R R 4
2) KrgER: KA (GE. SEIEE ML) MR E B b K& ARG R E
Y fif BV I SO AL B R

TR 28 R N R BAT TR SR AT I B e SR I 555
(6) #ERMAMNFIHFE

F T 2T R 4571 2 2 BOR TOREIRAMA e KU K A BALL A A R IR R I A A
AR L9 25 7 A AT — 20 1R 40 R U A e o, omd 7E i R X 3 N B kAT
RS N T 7 75 7] DL R Bl D T DR 5 oy o, R 5 0T o XIS 5% 2 52 it = i 12
Wro HHGAE A 2R R B 3 ol BN IERAT . FR AR IR B4 A ML RLAE — A
TCAE H AT MR A, 420 PR R SR ikt ML A AT 4 M4 B 73 AT Hb
ST, #RILMCV Al MCH P& A& HbA, & 548 5 SR /R S AR S i 71 4%
W TTRE, BN BE— AT a M PRRER 1 5L PRI 305 9828 J HLIE BRI AR 2 #r
(7 BEHRS

T 5 i AR A R R, AR AT A e A R ot 2 R L XU 1 HAth
WP, AR (D BREYR: (2 WgF; (3) RAMBA R R 7500 7tk 5e ik
TR (4) S AFTEE 2 W (PGD) ik & 1EH BR A 11 35 R W IR AR 58 I 4R o

\\\
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