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it

Al

ASCAHHEIIGB/T 1.1—2020 ChRuEfL TAETN SE1885: At SOPF RS R SN IR
L
TEE ARSI S L BT RE B Ao ASSTIF B R AT N A AR PR X S B R [ ST AE

AT RN R SE KRB A BR DTE 2 Fl R HY

ASSCAT RN A i B AR R B

AR E AL PRI RIE R AR RITEA R . AR TR ER TR G, B
BORIR R B TRINR 2 B2 Be s RYISEA BRI R A R . RIS R A Rl 2wt 7ibe . 5 8

KBRS RTHEA T FBEE GRYID EVEZSARGRA R R A B S0 5 .
A FEEGREN: TR W0 FOLEE. MR REREHE. 0T KR BUKE. A=

T ESH BREEL JRERD. T BEA. K. A, SR, XRE. X, £
FEE. YR, BV, NGB, ERAE. RRGE. RS, B, Bk
AT B U E -
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NRARaEFE AR E NS RN

1 SEE

ARSCAFRVE T N R B 2 DS A AR e PEAS I R VG B A SR A I 5 VAT 7 A PP
AT T NS0 0 5 LR 20 A AN AR 8 A, B8 AR AR R AN 22 (A A3 1 1 N i 3 )
LRSI s AN T AR N U5 3 PR AL PO 00 R R WL A% AN e A

2 MeMsIAxXH

N B SO A P 2 E I SCH AR 5| TR A SR AN R D R 2k . Hodb, v E H ARSI H S
1, A% H X BRI RRASE T A A H AR SISO, ERERA CEIEITA i) &
A A

GB 19489 SIu6 == A= W% 4 il FH Bk

GB/T 27025 A&l A 1 5536 =5 6 77 )i FH 2Lk

GB/T 22576 PRZESEIG= R EMAE HHESR SB35 WA ZER

GB/T 37864 AWFEA 2R i & A1 e /738 FH 22K

GB/T 39766 NZRAWIFEA A PR

GB/T 30989 =y i 5 2 PRI 3 B AR AR

GB/T 24353 MBGEH JR 55t fa 5

GB/T 27921 KT KIS HAR

GB/T 15670 AR ZjEic #3240 /512

GB/T 16886 [=I7 #etl EW AP

A [ I PRAS 36 $5AE F AR

A N\ IR ] 24 i

2 AR P R

PR T A B AE 77 o A EE

1M i ﬁé&ﬁﬂﬁ

R ST Nl =& §3DE)

T4 i) B ) R AT AR S R GRAT)

3 ABMZEX

T ANARAE A S AT A S
3.1

EEBALFEEM genomic instability

ERANES . FEFEAIEFITRENERMINELART, ERAAGHNEEVHIFEERE
ENRE, AEENREIEE. YFEREHREIERE TAFINMERE, WAt BUMNE
ZYH, TSHERAEARKE EAXETHEEENARERENTR, SIBRERATRE, 48
FRAKEZT,
3.2

BE SR genetic susceptibility

HAEEMET, BEEMAIRERNEMENERAKL. BIZEMEEHERRT.
3.3

N, WWIH AL 0%
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RSN genotoxicity

SIEERRT . REKREMETIUREMDNASER T XA R
3.4

BEZAESM genetic polymorphism

B —RAERN AR ENMES E— TN RER R FERBER NI R,
3.5

FE{AEEZ chromosome aberration

FEREMHMBENRELE.
3.6

(KR E euploidy abnormality

IRBRBIAEE N R ERE ) B IR Z SR D .
3.7

JEE{Z(ARE aneuploidy abnormality

KRR ZEARER F12 0 OBlY)) —BLEEBARMARMEINER, FRMBHRINEES
#,
3.8

FEIFEHIBFE structural aberration

HHERF. WEFEFREVEREZNEAT, AXPREBERTLEMS, KHRLELNHE
BERAFE, MRZERCELENMBSERNER, MEXMABRTNER, EFAE, e
BEMAENREREHER, XNILEORALEERNER (rearrangement) .
3.9

il telomere

EREEEMERinHFFENDNAEE FFIMBANEN, REBEEERRHENLEME, RIE
X3RN TEMN.
3.10

2 2DNA microsatellite DNA

2~ MLEBEMNEER TEEKEE (10~60K) MANEEEEFY, XMEBEKEE,
3.1

M DB EDNAZ S microsatellite DNA polymorphism

IEHENEREEERIHTEEETNEEHNEFNRIMEMNIDNAZ AR, XREHEEKE
EFFZSM,
3.12

B2 point mutation

ERA— NI DBV MEZERXY RSN, SRR BRIMERNNEHE.
3.13

DTS copy number variation, CNV

BERALZAENTEHKFENEEMNRE, —AAAKELIIA FRIZER FBEIEINEE R,
3.14

PRI FERKCEZAS M restriction fragment length polymorphism, RFLP

B —FEI M. AR MAEE R EDNAR B —M R $IME A VIES(E B A R VRS R
Ko
3.15

HEMR ZASM single—strand conformation polymorphism, SSCP

DNAEHE S FRFEERMEEMERAENZ SR,
3.16

BIEEIRZAM single-nucleotide polymorphism, SNP

NS, B

R/
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B —F AN E MAR FEDNAMNSEN [T B M ERFEEZRINI R,
3.17
4% micronucleus

AT EEEDNAR T AR B AAMT Fr . LR BRIFHIXFHERIR B IRMT N RERE A 22 7 3t
AT, MAEMARRPEMERNT IR, T2E5FRIANRRIHMETL S ML, HRER T

%, BEEZAK.
3.18
XETZESH Critical Process Parameter, GPP
BHEESEEWE =R AXBRaREmRZzE NSzt T 228, UHREE~ETHARE
A= o
3.19
*#EREREM Critical Quality Attribute, COA
ErEmiE. K%, £YIBEDERSHIE, NEEENRE. SCEIHmZA, DIFFHERM
HmmmRE,

4 HEBEVE
ARG IS & A b

aCCH—— LB FE R H 24 AS M %1 (array-based comparative genomic hybridization)
ARMS——F 152 fHRAX R4t (amplification refractorymutation system)
ASO——Z 4 R et AL EER (allele—specific oligonucleotide)

bp—— LS (base pair)

CMA—— L AR B4 51 4347 (chromosomal microarray analysis)
CNV-seq——JE Kl ZH #& D125 7% (copy number variation sequencing)
CNV—# I #2555 (copy number variation)

CPP—— 4 T.22% (Critical Process Parameter)

COA——K4 R B @ (Critical Quality Attribute)
dANTP— Wi &% B =#if2 (dideoxyribonucleoside triphosphate)
DHPLC——ZZ 1 = A 211 (denaturing high performance liquid chromatography)
DNA——Wit S8 MEAZ R (deoxyribonucleic acid)

dUTP—— &R B =#5l2 (deoxyuridine triphosphate)
FACS—— R Y6 G Al ik vE:  (fluorescence—activated cell sorting)
FOM——R A4l iR (flow cytometry)

FISH——% G R 2438 (fluorescence in situ hybridization)
HRM——& 0 R p 28 20 M1 (high-resolution melting curve analysis)
kb——FHgFEx} (kilobase)

Mb——Jk##ZE (megabase)

mtDNA——2RFu AR L[R2 (mitochondrial genome DNA)

PCR— K & lifi%% ) M (polymerase chain reaction)

gPCR——= i} 5 & PCR (real-time quantitative PCR)
REFLP——[R {4 B K JE L &M (restriction fragment length polymorphism)
SCCE——H4H e i vk (single cell gel electrophoresis)

SNP array— B EH R L &M MIES] (single nucleotide polymorphism array)
SNP— B Z &M (single nucleotide polymorphism)
SNV—HEZHRA R (single nucleotide variations)
SSCP—— B R L A (single-strand conformation polymorphism)

Y

Fo
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STR—H H B E E (short tandem repeat)
SV——45fJ48 5% (structure variation)
UPD——H43E %4k (uniparental disomy)
WES——2 /M2 F2HIlF (whole exome sequencing)
WGS——&:FHEMNMF (whole genome sequencing)

5 EREHE
5.1 ERIHERESHE
5.1.1 BEMERFERISHE

AL R (RIARISRALR ) MR AR B R B 5 GER s k) MSUB M e, il
I I R AR A, ) S DR B AR B R AT A S 4 e, AT 2 S 2 e s s, HaoR
PRI R R A
5.1.2 BhETFERIZHT

MO FIEHME, MR RIS, BTG R 20 i 28 A2 20 i p 35 DR A5 S 3R 0 3ot 4 A8 5 1Y)
g, LGRS HE AR R R B E R GRS SHAMRED , Areseaim e
Wi T B, L A A S AR R e VERG I B, AT T 0504% G0 BRI 245 07 25 K212 W i A B
il
5.1.3 EHfh5i%1% 5 BB X FBTEL X2’

PORFEN S 5 Ppom KA R, RHERNAE — @B E S SMARER R (s, 1t
T RIS M N AT, S AMARSTRE E O B B MR FE A O . I8 F R AR e
REMEE A, FTEERTVEAL AN AR AR TR AL 5 B R R R B, AT TR 5 R A, HAE N5 2
PRI o
5.2 FEmBERRAEFE
5.2.1 &Y &ifERE~

AP EI R 2. dHIR YT PR AL RA T R, R A A PR R AR K B A R
R, K E AR AR B R R . AR e S A R B . da A R R AN RE s MRS I B R,  BEAT4H A
Y AP AT AR A PEVEYY, RIGANI R BRE AR e . mROh R IA LS M IE 6 H B A S
PERE B, E AN B R . BUmTE . ThEe e S KUK
5.2.2 FRIERFSHMREEE

Zidh. BEIT SO MM REG . fEdh . FBAR TSP A B B IO SRR IR, G4
GO AR ARG, AR R 0 40 i bk 2 40 A sl A A 3R AT 56 . 32 FH 41 B 3 TR A AN e PR AS U
FiAR, ATV IR L X I AR A RE A, ARIE S 4.

5.2.3 ‘HRAEEEMAEIR

'fu
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AR PE RS ANEH, FORERMEE . 25, A0 ST RERNRE . i NA AT E
G TN DA 4 265 ) 5 AT A R M DR A SR PP T B

5.3 MIEZHEM

R84 22 REE () T AN —AE T A KO Ak A B ALK, 320 T /KT ER
b, HERBEE TERBAEY R A . I 21 KT J2 T 02 o 35 R 4 R v A I A B AR st
FEZ e R A 2R L
6 WA

FER A AT E M ] LR AETEAN RIS, 4038 R ARSI =2 A HY T SR AR ) 3 o5
6.1 Yefafkmizs
6.1.1 Jetalh¥H 5w ORGSR AR AT RS, BEERRY, ARSI, =k
UG AAR K PA (R 2 4, ARSR A s, M HE AR . =R RURI AR R T LR S I
6.2.2 Yok mitihisk. EE. HAN. S0, B,
6.2 R

N euiphi K BE 2 15kb, I RE 7R — IRAIAE RS0 200 MXH IR . B A& 240 i 73 R U 38
SRLEAT PR A, AR B — BRI R R Y AR E AR ], AR R I A ARG TR R

6.3 1% P EDNAAFE &

Al — AN I H A R (6], a2 A AMRIERIRT /G, RO EDNA (R ERE R, STR)
ANFEE PR UL ol T DNA i i R BT K I ANIR], AREAROK, IR 22 57 1 st 1 2 DNA S 254k

6.4 MRE

BRI SR REN, 7R NFEIE R A b i WL S R A R i B #e (base substitution) Fl4d
ABSE (insertion—deletion, indel) . BEEEBHAFEHEHW (transition) FHEAH: (transversion) ,
TENFERRAP, HbafsE A . SRAZ W HDNA K B B4 A (insertion) . @2k
(deletion) f8[f7 (inversion) BYFHE (fusion) JFREL, 7E ANBFEFEAFFHAN. Bk b w I,
6.5 DNAZEMTZY

DNA % I ¢ (DNA strand break ) s&DNA# {5 (1) — Fp 288, (L FEDNA L EE W2 (single-strand
breakage) , BIDNAXUMBHE L5 M)A —2cBEWZY,;  DNAXUEEWTZY (double-strand breakage) , E[DNA
UM JiTE 235 ) v 9 2% EL AN T 7] — X6 197 A B3 5 2 FH AR Ak R s BT 5

7 WMFEE

'O
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71 AR R E R R A SRR . AR RIS 4 T AR
e PR NT, PN S B K o 3% K7V A M TA

7.2 RRERMEA, & B EAREAE, FGRA 2R R, 6t 04 E R
AAREMEIN, GaHARNEREMRRIE, S AIRARTRN, To%%, K2, £, &
4, b @7 FoRRT AT A OB AL R R P2

R1 BRI PR 7RG

ERMFEHEA
SEaEllF BOFE
" I AR 5 B 35
& KR . R .
ot AN | SERE | BE | S90RT | smml | Ak
53 BNF || AN 53 LT
/)n\u}_% N
M
LERE BEARE
BERE FEEARE [ ] ] ® ®
B®RE ° ° ° ° ° °
g ° ° ° ° ° °
PR TN ° M) ° )
iRy =
S0z ) ) °
ek () e )
BRKE o o e
WBE DNA RN EM ® ) ®
RREE ® ® ® M M
DNA & 2L ® L ®
K2 FEA N R NAR CHE AR v IE T
» W SINEIEE SN
1% ER
PCR gPCR | RFLP STR sscp HRM | DHPLC | ARMS
N B
PSRN s °
HER rEm .
N
T ES ® ® ® M M
DN HE o o o o o
gl ETEPAN ) ) ® ° o
x S °
el )
SR
W E DNA R~z
. °
EM
RRE ® ® ® ® M M M
DNA SR 3
K3 DT RTHEARITIEEHME
ot DF LA
FISH | CMA | ASO DNA ENs# 3%
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aCGH SNP array
HER wER T, . .
REE
[ S ® ® N ° °
RAONEIN El o o o ) ()
ptali A (] (] (] ® ([ ]
& S0 °
B o
R o ®
T E DNA 2
EME
ARE ° ° o b
DNA HEMT 24 ° ®
%4%é%&ﬂ%ﬁ;ﬁﬁ?%*&ﬁ%wﬁ%%%ﬁ%ﬁ%ﬁ
2 Aoy o . . o 4 s
o Ewﬁjﬁﬁg ﬂﬁ’;@m@ RO | IR
PR BEARE ® [
BR® EE SN ® ® ®
K °
o ks L he
R LI b
afz °
el °
R °
W E DNA REaEMH
RRE
DNA $Hr 3 o o

7.3 MRAEAINE Y, VORI M R AN AT, R R T VA AL T A AR S A
2, PLasti o 4R R R AR

8 TN

8.1 sl At AT E VA I, X AR A K B SR R AR FE A AT A, RE
RS R Bl 5 NIRAN L AL AR HES B (E AT LB, 70 B P RO AT 22 5, AT PP 0 4 i
HHR AT ERLSE

8.2 NIRZHMEE K AR HE S (H

8.2.1 Ot A& PN A1 MUEEAT R (b ifE 225 {E
XA A G BEATA I, —BORMIE® (RS ABERIARHES HMH . BRI H AR 2 &1

WHNRS BN 0L 2 SRR ARAEROR PS5 o XM bn it 22 B0 0 0 1 4% b 40 g 2 DR 41
AFEVERI,  CAVPU AR A S I A S R 4 2= 5

P |
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8.2.2 XRSMEAEAEHEATAS I AR HES 2 (E

RSN E A LBEAT RN, B T RTAE A 3R I AN bR S B R AL, 38 RTARYE BT ST AN ) S
PrAask, MEMATIENSHE, Gz, SRR, S 2SR, BdhEs. g
S AL MRS RAT AR E EORIEAT . ALY I RIRATIOAIE. 7 FRIRI H 4L, LR 3 ez
W R H A AE o XA S G T WA S A, CAVRA ™ O SR AR R AR 5 20 1 5 A
HEES

8.3 MIARHEAS I I FRIAN A 5 PR A AR E ME I PP A ZE5R, P0UE AR AR AR 45 SR 5 R4 B K TR 4L A
MESHAEZ [ 2 57 (AT S2 e ], RV P B A PR L R o i T 2 S A2 W ) FREE R — RO IR
(R ANBFIIZHEVaE; T ah s 2R, TR T RS PG AT SCHE T Z 24 (CPP) BUER
FEER, BRI ESR A i SR E I (CQAD

| S
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Mt & A
(BERMEMIR)
M A F AT E MR AN

A1 JER R EA
A1l XU SRR LR

WU A EE L EIR IR (SangerIlFr ) PAASs IUDNAASEAR &2 il HY K EDNA R B, A FH—Fh “ 28 1b#%
HIR” ddNTP TP IL R IR . dANTP AT DLBE AL B 5 FEAT 5 — S Sl fof o f) A B 1 R 48 1R e R8I,
AT KR A A AL R (B A0 AN [ 2% BDNA B AP RIS AR ] AR I 28 F BUZ KRS, JF
RKIEE —MROCE Do i T ddNTPHZ kb (s LA F TP AN R 2O, THENL AT DORYE 56 Y
BT BURAC BEZAS “8th” ZDNARIAZ H R 751 .

Al.2 EiEENR

B E P (high—throughput sequencing) X3 XU & BE & ILiEN Y, BEWE— IRFRAT A K&
MRSy AT AT IR AIIE « B ST P SR — BONZBRYE . SCEM . BRI T 208 4

A 1.2.1 SFREREAENF

L FERIHBEMNF (whole genome sequencing, WGS) &N 02503 K 20 7 41 B4 Fhidk 47 A [F)ME B9
FEDRIAH My . WGSTE Sa X3k, AMNE i 1L PR AN 775, WEDE 7 HNE T FI LA 8]
Fol. nfItG M HF R A R (single nucleotide variations, SNV) , IER] DLXT 45 R
(structure variation, SV) FIZEFifREL[AZH (mitochondrial genome DNA, mtDNA) #4T43#T.

A 1.2.2  FERIZHFE UIEAS S

FL IR 20 #2 U A 7 > (copy number variation sequencing, CNV-seq) XJDNAMEATRIRE 4%
RN 7, By s K5 NSRS H IR A7 53T e, alad AEYME B CAR I SZ R R AR AE AR )
CNVs., HAGMIEH & & O KB, EE . AN, DAAKERERHACNs, Fr]F L 2 5%
PSRNl L S RN S

A 1.2.3 &ANETHNF

AN FHNT (whole exome sequencing, WES) @F|H T A sk AN 2K HH FrE4NET
XIEDNAFF B3R, & %G T EEEN 77k v TR 2 05 K i A% IR 2 AL s . FEA
BRI BT 5E, AIEA TR LR A S5 AR R .

A 1.2.4 B4

AN (single cell sequencing) &R HAN ML I HEHOAR, 8 I el & I Fr 15 21
AR AT (BRI AL R LS PP AU BOR o BENS S At J [A] F) 52 i 1

A 1.3 H T SERHIN FPBOR AR AL B 71 I

=~/ N
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By LI PP BRI KL B I PP 2 o il B B TR, AT EA T R Al Ny
3G —FA] {DNA Fr BOK I A BOR,  SEBL A — 2R DNAZS 1 ) S o

A2 REMHEAS A RBA

A 2.1 REMEER N

BEMHE RN (polymerase chain reaction, PCR) JEldEA. & N V2 N HIDNAZSAZHG I H5 A .

JRUBE R — % BE 205 55 BEDNAXUEE 7 I AN LA R S S AL IR 51 W), (EM ADNAZE 51§ (Taq)
TER T4 H DNA Y Bro A ARTE, B K RIEM TR, #CFPIHE IS AR B MG .
SR, BURNRCIEAT BRRE R B UK, WA S H BIPCR™ 4, Al 55 K EDNAR

A. 2.2 SERFSEREPCR

SEH 5 EPCR (real-time quantitative PCR, gqPCR) & —FF5E =M ERE S E EDNAF A RS
B S B, PTHESE HRE S P i S BIARDNATY 546 & & o AR T 2R IR, BT . R4
S BARE SPCRA=MISSE & J5 IR I 98 S #EATAL I, i TagMan R4t 18 I XUEEDNASE FIVE ¢ 't 3=
SPCRr=W 4k & Ja FTBE U B2 Y6k AT, WISYBR Green&R4t. #18 Fi& B HIPCRE| ¥, & A] il & v

A 2.3 IREIVERBREZ SN

FRENPE A VI (restriction endonuclease) & RER KR E FIDNAXUEE /7 51 - BEAE 15 A1 7 41 B LA
T AL BEAT XN EN B . AN R A A Sl b A 8] ) 5 (K] ZELDNAZE [R) R — s ) Lk PR il 4 PN DB A0 J5 B = A=
[PIDNA F B BEEC R 5 AN AR R o 25 A HAMURR I rEpk B, e ok H 225 DR ZHL DA 410 1) 22 5 o

A 2.4 TETEDNAZENE

Bt 519, JHPCRY M L AEDNA, HIPCRY 44K HE (short tandem repeat, STR) , Jfif/™
Yo FE P BR A1k N DIBEE AL, R 20 M T DAAS 35 AN R EEDNAF) PRI, AT 23 A7 35 [ 42 3 T 22 DNA %
DIBRRZ AT R P I 22 53 o 5 VEIE W RIS (AR5 H 57

A.2.5 HEEMRZENE

B R 285 (single—strand conformation polymorphism, SSCP) & FH B M 77 v 2 PCR
38 J5 (FIDNAF= W) & A PE R TT R PR BE,  FRBEDNA B T A2 AN Rl A AN R 0 = 4B 5, 7R FL K i I
R ZR, T HDNAFF F12 5 R A RAR

T IE TR 5P s A . B B RS N, R ET T, XK T-300bpDNA T BE, A
LA FH ey AT A

A 2.6 R AR L il 2 A

B PERAARE Z: 0 (high—resolution melting curve analysis, HRM) B3EA 5 32 8 o %
PCRJ 87 [Py Rl fift i 26 20 B, KdEAT 40 8. PCRY 3 py b At ith ZR Bk T HA 147 51, 5 51 ip — AN R R
AR AT DL SO EDNA ) i I B2 R AR AR A, 38 S FH SIS IR e PCRAN M 3 41 Ak PR Ui P AR Ak, mT A
HIEY W H P AR R BA AR A, T AT 2L 8 4 2

2

\ VY i
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HRMEPCR™ ) JE 75 Jm A2 (ANl Y. k&%) , wl SEILPE R AT BRI e s . E T —A
B 1) RAR T BOONARR IR B AR A AR /DN, BRI T VR A 3 1R RN 7 3 B ok

A 2.7 AR S SORAE th

AR B R A B (denaturing high performance liquid chromatography, DHPLC) s&ifid#fs
DLE 53 A VAN 58 20 P 5 LR, DNAZS I #% B 5 100 K 3k A7 SNP 23 AL .- DHPLCAE AR P 175 45t T A MIJPCR
T HG B A5 SUEEDNAISNP o A4S FPCR™= )78 Ve g R IR K, T BRIV A S I e, Ji o e A kA7 40 55 .
SR RURE AR E TR 22, TEJEMTAE 7 DR BE (R IR TR, AT BE (R XSUEE e A5 SE AR, 7E (i B v i
PR N 06 1T 58 42 A8 1 2644 S BUDHPLC AT LA X 43 BAEDNA 1 ) Bl i 58 A%

T VEREAN R RV LS E SR B, BRI BDNAK BE AR S e, A s SR AR K BN
SRR AN T AEDNAZ AT, (HASBERA E SNP A7 B AN B AR A

A.2.8 P HEZIHRE RS

PR RS (amplification refractorymutation system, ARMS) M FREE{v L4 71t
PCR (allele specific PCR, AS-PCR) , MRABTHIEVL I TRALFI M3’ s, FHTaqlfh=3" —5'
ANUIEEIE P, TEAT . R Bk R T B T2 s PR e T S B, 4 s S i, AR R EE Ukt R R A S A ) R R
EITIERT AT /AMEAS, AR TEAZ LA B SNPAL s A I o

A3 TR HAR
A 3.1 BRGIRAL AT

WHIRNIZ4AE (fluorescence in situ hybridization, FISH) & —MpaAEmU R AL 2238 HioR .
FARIC T 96 3R BT IR IR ET 5 A% R 4 HR B 3 F MO Ji AT 258, @i e 6 A Wl 2 65 5
BB R/ SR SR ) Wi 4 DR ) A e 5 10

FISH=E B 5 AL D (1) 50kb LA F ¥ DUECAE e, AN FH T R BUB O #8 DU e o A% E R TR
FRACAE SiipAL 7 A1 s ] 0 e R A

A 3.2 ReEARTIEES AR

Pt ARTHBEZ] 4 HTHi AR (chromosomal microarray analysis, CMA) 2 AFIIIDNA 5 4 3 K] ZH DNA
O3 ERSNPSES | AT 28258, FACJE WS &34, BT G 15 vH SN LEEAT 400, fm nT Al Tkb BA
e G A DU S

MR BTt SRR AN, CMAFEAR Sy PRI T TR 21 1) Bl B0 DR A0 2% A58 B s R
(array-based comparative genomic hybridization, aCGH) FIFAAZE L2 SMHEMFEFIFIA (single
nucleotide polymorphism array, SNP array) . aCGHRJf&HHetaihEide. |H ., AR NHT R
MRRAL . ARt H Qs ik B hr . BIM S P a5t AL, ZR T8 REHE R E, ARSI 7
5 DR AR H . SNP array PR eIkt ol #% DU S 4h, b BEAS I #2295 — %4k (uniparental
disomy, UPD) MI=fffk, K—EKFHIHRE4k.

A 3.3 SEALEEDIRR SRR ST IR AN AL

SRR R ETE R (allele—specific oligonucleotide, ASQ) J&i%it& Rk, W LIAEE
MM N SRR T AR TAE HAR R FI R M TR . e — AN AR R 7 51 % )
S L DR RE S 1 AL IR T DAKS: HE B MZ R 1 AR 5

3

A . . NV

A U
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A. 3.4 DNAEPIFE

DNAEP i X FRSouthernE[l 28k (Southern blotting) , J&KF&0ick ki BBk 43 25 AIDNARL F8 BG4
I CANREERETAE R JEHEE) ERIEOR. TLICR A B E M BORKIEFR, Heig BB L XIDNA
S FRC RS A AL R IR 2 S S EAT 70 A1 DNABI IV T 0f s 5 J5E R FIDNA R BedEAT 70 #r s IE AT 20 My
Ui KEDNA o

A4 QAR o

N

A4 1 B HTEAR

BATER M BRI M (karyotype analysis) , RZMRYEOARREH . KA LK
A B BIGUR. BERSEIE R, XA N Qe Rt AT i Xt L A3, i S A it

FEo MU 7 M TR IDNA Fr BOK F-5Mb ) e AR A% o WA R 34 05 47 G4 (G-banding) + Q

&4 (Q-banding) . CEHF (C-banding) . NEiF (N-banding) %5.
A4 1.1 GREAF

Rt bR A A Bl JBRBE . JRE. BIRA B S I A, A Glemsaduilige s, fr
R SORRONGAT o Gl fe 5 I AR B 0 M 7 ik

A4.1.2 QB
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