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5.7.2.3 BADH: 2NN, WRKXIA - L4
I, NS EAZ A AT — A4

5.8 MM FRERSE

5.8.1 AMBZA PN ILKKEERREH N4 E: XA
ISCN1995 5% ISCN2005 # ¥,

5.8.2 RAPHERE

5.8.2.1 —#fER: B4, . mARXREHH. =
WERIGFAREH, LRERS. TANE—G5. ZMEF
M4

5.8.2.2 MEWAMRENEIE: TR DM R, HHEE
T T iE: WA R R BARg 3BT 4 48 i 6y BAT ISCN
w4y WRIEHARAE LR N ESTBME, AERE R ILEL.
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AR TE 2 00 AR AR A R IR

5.8.2.3 ZE /M g AN KB A G XT 48 fE #E AT AT FeiE
fir

5.8.2.4 MERMMB L AHE: Mg KEREZHENXF;
XERNE SN A; NENSHATHE — PR EA.

5.8.2.5 LW EFFEREMAHE: LREFLM. HAAMA.
BERBENLHE R FTABL LA .

5.8.3 MM EF R LW E RN ME: W|EE XA LM
%D.

5.8.3.1 M EHHMAWNME: GEWLEMR 320 £ AT
KR,

5.8.3.2 xR EAMA ML % ISCN1995 B # ISCN2005
B 5 ff, FREPERE KA.

5.9 R WA I RS BT AR A

5.9.1 PRIV Wi I & K R BIT, RlEREEH.
SRR F T ERIL T AN, BNV B E R
%, REHR 20 F AL,

5.9.2 MM FRRFEHRTARE ENERIDFTZERET
EHSREME, REMMRSFUU L,

5.9.3 AITUWHEEWNFFREHNRAMR, REKA
MHE#ENE (G—, C—, R—%), BAHGRERE, &
R BRI BRI R R B S0 F .
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5.9.4 AL I E N EAE R 7 DL PR TR TRAF R 95 Y
R ERTERNPITT RO o RE A= w, EREHR
o BEABARA. T SR B LR A

5.9.5 BRI WG| 0 A 2 A48 Ml iy Az A E AR B A
R AARGEE T REREMA .

6 FRIVW RGBT X WAL R R R
Bl R SATHE Y, RATaE VMBI K B HAfERE R, 4
M7 2 RADFAE RO WOR A, RO EE A e R A il
IRRAZ K R
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(LIBT3 )

NAMEFRNZEARRE S

A1 FEEFRIARMBEES

g . ¥, A T B AR R F R R 2AT A0 B
fe LB B . FREFR AT -T2 2+ 20 A0
ISNPEFE RIS BT EOR, B R IR T DA BT MU

1) ZARRERML. FRSBR. G50,

2) FRIABAE)LE T .

3) AEATEwWY. BALTTEWE. REKX
KREDVERE, TRAEFKTREK.

4) WA BAEFERERREAT LEKFEAE, AKX
A WRCEE K e LR F 5T T B T

5) KR BRFRBAE X Z AWM I m e AN e

LT L4 EFEORAKFHRA *%%A%%%%&ﬁ@
Tk, BEAEE S AR CAEEAT T THER A
BIATREAROFERLT, LKA TR L. E%Am
B 77 R4 BB ST SOR LR #AT R AR, R KD Lt W
K .

24377 RLYE (i F A AR AR

m

%

25



2UET R0 TR ZRENER. B A Z i,
MEFNRFCEINZEELENBE. ZRARZEEESE
JERE BEX MY AR ARRERN R AL ER RS ET
W, AFALRNBEARTEENAERE, EFLEATT
xS g, RETCERARSRERBEFOHNA, &FER.

BT B
XBET: 52EX%:
EART B

A.2 GERMARHIBRES

Bx ., %, H TEATREBAM AR HAT WD 7.
WEBAM AR — TN X T2 F 2 A EAN N /8 B
K, FEELERTUTENAR:

1) ZEFRAERD. 570

2) FRIAHAGRIL ae k.

3) AEETEwmE. MERE. BRELTITERE. K
HAREFEE, A& EEEEAM KK,

4) AWM BAFGERERERIAR TAFESE, AX

R B RO PR B VT R

5) K. %%%ﬁﬂbﬁﬁﬁiﬁﬂifﬁﬁﬂHj%&\}ﬂ@ﬁﬂ%féﬁﬁl\fl@qﬁ%

ETUESEFEAKTNRE . BHARER LM
TEFRmNER, REEEFARCAEEATT TERFTH™
BPATEEABRNHFEALT, AR AETEXE. EFAR

\
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™ A% B BT AR HATRAE, REKZT WD LA R H
K

Z243 77 B LA A e A

ZA7 B n TR ER . BH. X fr b E i,
HEFHEFORINEREEANBRE. ERARKXBHEL R
FREEXFHOM AR ARRERAN KA ER Kot 5ET A
W, NHANLARABE AN T EBNEERL, EAFCBATTSE
MG, BUEFTCEARRIERERFORL, EFERK.

Biax . B3

XEE T 528X %:
AT B H:

A.3 ZEBFMEZFRIARMERES

BE , %, H FEATZEBME FRAFATT WL
2 B 8 5 R AR R — TR X A 0 o AR PR N PR D
YRR, FEELRRTUTENNG:

1) 2@V LA Hm. fagmm. mpr. BAEFR. F
KiK. BRIEFB. BTN BHRT 5 FAHFRE.

2) FRLFRIERFERSE. B, FEHOFHRLE. B
B R e ak, DURCE R 1 B s LA

3) HEATEwE. RAEMTTEREE. MEKE. I
Mg e S A, R R A TR R

4) WA FEFERERREAT LEKEAE, AKX
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A WRCEE K e LR RS T B T BE

5) P BRFRIGR & F 43 H IS i &AM R R

ETUSEFIORAFHRSE . BFHHARER LKA
REFRREEHE, WEEEFARCARETT THERFTA™
BRATEREAEHFERLT, LRRRMATRALE. EFAR
o= A% BT ORI #ATRAE, REAE R D LA N
K .

24377 RLYE i F A AR AR

RETERG T HZARENER. BE. NQEmEEHE,
MEFWRFCEAZEELENBE. ERAARXBEESLE
Jo Bl BB 55 M W AR R A AR R IR s A4 Ry F i 5 B 7
W, AFALRABZARTRENESLLL, ETCLREATTE
R X%, FETOFA R MEREFNRN, AT EK.

AL T H #:
KEET 52Kk %
8= H H.

A.4 XTRR)LEBAFEEREA

gx ., ¥, H Fie )L 40 B B e ) & e L R B R
TR — TR, BN, oM EZF T AUTE
J:

1) Rk BTHRARKED. REZNE WRESF
FEREAREKRER A EK, FREREK.
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2) mEmlgER: ARAEKREURRERTOMZE
LIRS RER, FHOFER.

3) HAREERETROW RERBNEH KL, BX
Ao, ZAREER. FRURANZNBILEANRE
7

4) B ERWEERERZ, N 41387 ak F R
KW, TIEAFE| RO WT AR, A 40 M R Ok KO ik 45 B
ZER, WA B R R

ETUHEFIORAFHRSE . BFHHARER KA
REFRREEHE, WEEEFARCARETT THERFTA™
BHATREAEHFRLT, LRBAMATRALE. EFAR
B = A% B BT BORLE #ATRAE, REAF R D LR F I
K .

BT EFRS TR EEER, AEFHEETEFRE
REENBE. EAANRKEHRES B RT#Z LR EK
B R AR IEIR B s A g ROBt § BT . A FA £
NBEAR T ERMAERL, EFCBEATTER S, 2A%
DEA RS A EEFHARA, T ER.

AL T H #:
KEET 52Kk %
8= H H.
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it 5% B
(FAHE I )

MANEFH DB AR RERF

B.1 FEEFRIARRERERF

B. 1.1 BHth: TERTHEFHRLENE 16 A ~22 & + 6 /™~
R

B. 1.2 FJMEF R AIGLE:

a ) ZUAFTHMERATETF 35 7;

b) ZEYAFARERREEL:

c) RE—FTALBRENFHH;

d) Z2aYAFLEEFERE LG RER AR EL:

e ) 21— ARG AT . 18— ZARGZAAEFE T i & 5 MUb 3
f) HAh T B3 B AT A 2 1 1

B. 1.3 FEEFHAALRIE

a ) FIKGE;

b)) RETHRMERE (RE) & T 37.2C;

c )EH MM (f /MR <T0x109/ L, B inth g th & H 7% );
d) HABREERBRPER;

e ) LEJTIHAEMRE )LIE R K 2.

B. 1.4 FREFAANAELEE:
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a ) TAEAZ A& BE KR LA ROE:

b) ZmEM, HI VIR, HB s Ag. ilHIIK. AB

OmAFR hHF, wRh (-), TEFECoomb s’ R,

£ %n i B4 ot o KR Eﬁ@%ﬁDﬁéé‘

c) BAEME T ML LUK HIEE

B. 1.5 FEEFAARIESRT:

a ) ZEHEHM, BAVEML, HEAHFHW;

b ) A EALF R EAL:

c) NFERNAZHEAMPNE R, kB4, LAREEEFR

FAGEE, BENBHE 2mL 5, ERFENE, WEFEK, K

FAREAHESZ T 30mL, FANEE, Kb FR4E. KEHEERE
G0 K e TR D

d) W FRKENTHERE, ELREEM,

e ) WK FRIAKRFARBRLLEEFAN, 1~ 2 HFHRFAR,
B. 1.6 REEEFHAT:

a ) 6] 243U VT dk K AR BN R :

b) BREEANEE. . F RS R

c) E\EMAE2 A,

d) MA2ARED.

B.2 B3| S THEBRMARIEIERF
B. 2.1 B EEATHEFIMENZF 10~ 13 +6 JA |5 &y 7
15 W
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B. 2.2 REBM AR KEBM KL T:

a) BZEWMFmMFRATET 35 5;

b) ZUEGAFHREERREEIL

c) RE—FALRERENFHH;

d) Z2aYAFLEEFERE LG RERAREIL;

e ) 21— ARG AAE. 18— Z ARG AE - #0625 M4
) HhFEBEETASENE N

B. 2.3 REBAMALERIE

BB AL RIEE

a ) Sk~

b)) RAHRNERE (IR & F 37.2C:

c)EH MM (/MR <T0x109/ L, Bt th g th & H 5% )
d) AEERE ERPAL;

e ) LEJTIHAEMRE )LIE R K 2.

B. 2.48EEMAKMES

R B A B T

a ) AEAZ A& POIE KR B2 RIE:

b ) &M E M, HIV Hifk. HBsAg. #itEEH k. ABO M A& fu Rh
¥, 40 Rh (—) , ZJE# Coombs’ R, 4 %nfib £ iy X
o, P EEMDIRER;

c) BAEMETMELELUKIEANEE

B. 2.5 REBMABES R

B. 2.5.1 M #%7Z (N4E% %) BIEFRT:
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a ) ZEHEHM, BAVEML, HEAHSFHW;

b ) A EALF R BAL;

c) BEEFL T, Wl FBHEHERTE FRANEE. &K
HEHE, HERHET FEHNENERETLLR;

d ) A 2~4ml A B HKH 20mL JE 45, D Sml A& W fUE
ET RS iEA A LR IRE AR

e ) RAEE AT 25mg. RMEEBENRERARFFAN
R, KW F R4

f ) AHAE WA a8 B s A 1% s

g ) WG FEHARFRHARFANBHERTHLN ML FA,
1B ~ 2 B EEFHFA.

B. 2.5.2 ZEHAHABEFRET:

a) ZEHEHM, BEREEL, FHAHEFHD;

b) EREITT, MPELEIFRANEHL;

c) FEE2mnL~4ml AFEH KN 20 mL F 58, L5 ml~10
mL EA WG ERBEEHL., BEATE—HAFER 25 ng;

d ) A ENE e K HF I

e ) WHKERHABREREALEN ML EFA, 1EH~2H
JEEHF A

B. 2.6 REEEFR

AEEEFT T

a ) [ 233U T e K AR B IF RE

b) BREEANEE. . F R E KRR
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c ) ZFMAEE2JE;
d) 42l EED.

B.3 &R EFRIARRIERZF

B.3.1 By EERATHEFRAENE 18 LGN D1 .
B. 3.2 &FBrie F R ARE4E

Z R iE F R AR T

a ) )Lz A A

b ) e )LE R B 15 T

¢ ) LA 2 Gk B R R B ROXU A 1t

d ) b T Fdh BUB AR A 2 8 1 O,

B. 3.3 ZH B F R AL RIE:

Z R mE F R AL R

a ) o6 Ik B

b)) NETHRMERE (FE) 5T 37.2C;

c ) W (M /MR <70x 109/ L, B o Th gkt A 2 );
d) HAEBE ERRER:

e ) LEJTIHAEMRE )LIE R K 2.

B. 3.4 ZFFFie FRIARMNES

2 i g o R A AT A

a ) AEAZ A& POIE KR B2 RIE;

b ) &M E M, HIV Hifk. HBsAg. #itEEFufR. ABO M A& fu Rh
¥, foRh (—) , Z a4 Coombs’” R, 2 % fsHF iy K
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o, ZPEEMDIRER:

c ) BAAE VAR L. B o e 4 O

B. 3.5 ZHIFmE FRIAEES R

%R i R R AE S RAE

a ) ZEHEBM, BAVEML, HEAHFHW;

b ) AR AL TR AL

c) EMEL ST, ¥FERNHGLEERTE TR

d) KHAY, EHERSE HRFEENH L, ROEFH
ZT 5 ml. #EANEEEHKA

e ) EWEMG . Fo A fo i UL

f) FARBEAFEMIT 20 min, WF R4 HRER FRH KT
NFEHEMMEEFA, 1E~2ABFEFRFAR,

B. 3.6 REEEFR

At EETEE:

a ) [ Z 43 VT AL R A W IE K S

b) BREEAHER. W Hm., WERAE. BIREE R
MY

c) A E2 A,

d) MA2EBEY.

35



fit 3% C
( FERHPE 3 )

X 7K 40 HE ik Ay ST S R AL EE AL

C.1 Wi KAKEBKEAERNTR (AT ENRFNNTENEE):
C. 1.1 ¥MHWmA LI (BIE—ME)

C. L 1.1 ¥z MM ITH AN ~10 MM, &
£ 16 M arf,

C. L.1.2 BEfrsk: FEitgk 104~ 16 Mr .

C. 1.1.3 EWIRZ W, SFTHENERMB B+ 7%
BE, dTHENE, BNERATED NIZA 12 M ET b
Wik .

C. L2 FEH#TE _NBARY YW ITEFLAREH
Mo A FETF NG, WA RER — 0 F AP E
AT B A E W 4R

C. 1.3 S_MEwm=fITEEE

C. 1.3.1 BREMF /LA
c.1311%%ﬂ&-ﬁﬁznﬁﬁﬂ¢%«ﬁmA%w
INE ZABE AR B AT 20 N4, &3R4 50 AN 4R
TR, SAEREX RGO F8R W, ﬁ
Y7 A R A B e, TR A E AT
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BER A BT EAEN. o, T3 60 M4, 73T
440 4,

ERE
AWy 10 N XA w %, FEREFMB 0 C d3t
RIEJE 40 N4 jE F HATIT .

C. 1.3.1.2 FATix: FMEE 24 NEFE e 20

C. 1.3.2 PERBENF I T

C. 1.3.2.1 ¥HMiz: EWENEIMFERE 10 MEA,
BAEME 30 N, W RATGE B SRR T A RO %, U R
FWIRE =R
C.L&zzﬁﬁ%:ﬁﬁwﬁuﬁﬁ%%%%o

C. 1.3.3 RHEFHIITAE B oy R et 2 38 09 20 B A0 o6 U 3
RN R ERHITRE.

C.2 FKFBFHREHFSEIRE (IKRC. 1)

®CI

BRI iR R bR

e e ik

I fir i

A. TR B WA
TAidi e

(DETFEREER =,

2,5.8,9,12,13,14,15,16,18,20,21 yor 22(SC, MC)*

CZ0 AT PR F T MO
il e ik MO

(DB RE =
2,5.8,9,12,13,14,15,16,18,20,21 ,0r 22(5Co,MCo)®
C23 A B PR 5 T HE M Cod

(30 fic B 5 i CMCod

B. e 35 i ot 2

(4B B R & R (SC, MO)
GITFRREEE=.
1.3,4,6,7,10,11,17,18¢SC, M)
(6145, XOMC)

(1) BT B9 FEE 15 1R { Sto. MC o)
YA e ik = .
1.3.4.5.7.10,11.17.19(5Ca.MCo)
(6345, X(SCn, MCo)

HE T 44 6iF M S~ N 143 ﬁﬁra;\ u%fﬂ_ P (SCo, MCo)

(BRI (S0 (R fFit B (SCe)

R . €90 B HE EN 4 T HECMCo)
TP R A JHE MO S i
(100 A T BpEE 2 T SCo)

(10045, X{SC)
CEBEAL A ATl EH O CL10 5 i i 1 e ¢ SCo)
T B 4E C12) T 4 2540 T eSO C12)7E 37 2B Ak W7 58 WL E e —FF (SCo)

C13) FE37 22 Bdk 67 BN I £ — §T(S0)

F . SC* 7 814 T2 Kb 69 50 S B Csingle cell single flask) ¢
MO 5§01 1 7 8 P 9 % 18 B¢ multiple cells single flask)
SCob #7514~ i ML 09 8 T8 5% single colony(single dish) ¢
MCob 4 81 B Fe 0L o (9% 9298 multiple eolonies(single dish)
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74 A R Lz 2§ DNA F1ij
hiii A SIS ARG

RFE-BERXILENEZHAT K THRAFITRZ SN s )L
% DNA R E S it TEmER (BILAA% K (2016) 45 F)

2440 e )Lk % DNA PRl & 5 4 W7o I v s B A
L P 55 49F 42 7% BOR AR U 22 31 BF RSN B v g )Ll & DNA Ay
B, DORAE AR )L 6 AR SR B KR B M. A LRIz R4
AW RN, ®ITAMGE. AAREZGHEIRFZESNE I
fie )Lk DNA PRI R E 5 W oo R By A AR E R BB HE. e
IRIR AR AR I BRI AR DR BT & 45 ] 46 4 58 9 2

E—8a EREX

—.\ HLHEEX

(—) JHREZEINE M fe )L 7 DNA PR & 5 5 W 6y ST
WAL RL 4 5RAF 77 BT 5 BT BOR 2 CBF PR BOR IR 5ok ¥ #THED

(=) JFRZESNE M fi Lok % DNA 7= 81 & 5 5 B X
PR 55ty B Y ALAS (DL (8] PR R mATLAR) L 2 2 A 98 B 69 72 R 0 22
BRI WAL . TSR AR5 8 7 R R AL A5 TR T
WA T SER R, A RLETETRHITEE.
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(=) FFRZ4A5NE s )L % DNA 5256 % A6 U 6 [ 55 4L
U S AR MALAY ) B4 B & R IE F A 16 SE 36 %
Fi, PAEET KETNMEREREEEDEY o CETHAM
s RELF Y A 10 SE 36 F 4 3 k) S K AT, M NAD TR
B R B E K WA A R e R AR I 0 AL E ] T I

Z. AREX

(—) ANFEZAHE A )L#SE DNA R i 5 L ireh &
WA AR 7B RIS BN E B AR R B AE AL
TR

(=) AEZ 5 E tnfis )L 5 DNA 7 w4 U 09 L 36 % A
RN S ER R LT AW AT THR N G KRR 30
WA, HIRBEINEBIES.

=, RERFIER

(—) ER&HEpREF TR k&mEa b, Bl
&I 2243 40 A o fie )L B DNA 7= 5 28 5 15 Wi A R 6y & B2 4%
%> ¥ DNA RBUGZ & PCR AN, &3l & AL 5 10k Hfth 0 F
MR AEE, RENME. BEN L L LA RSN E Kb
I A IR

(=) %&. RAFBEI RN LFE CETBWRE
BEBEELEON M KENBWMEMEESZEY FHAME, £
B dn 29 B B AR B v AL

b, TIEEX

39



(—) AT (P AR E & BREZEY XE T
ik (R B ARG EEY « (EFHIHERERESE
kY FHRAE.

(=) RS = w5 EV A L E1E X R BE, X
F RS EAT A & B R F. BRER T

LR e A EE A TEIT i 7 £, Rl %
W, mWEF (BEEZFRFERES. TARXRE. RUEEX
£) . ARMERANENC AR HATE S EE . YR EE R
. PRI EAAY AL S KRR AT AR B EE R R B R
WAL, RS WAL R AT SR AR

2. PRIV WA EE A A E R ES U . R
Rl R R U R AR AR 25 RO e e AR ST R &
Big. wWr RS R %, RS WA 6 o A S 1E
KRN R ENAGRATEANRTE . ARE N o 2154,

(Z) FHvHiims A &mEe X ENF S0 T
& FAR B 7 0 BT A1 B, BOF RS 29T th L WA 34 & B 3¢
RS, HEHERTLAETETEHRITEF. BERERWT:

LW s tls KRS, EEAERETNHES
VW F. mllE e, Rl EE (BEEFRERES. £
ARE. BIMERXE) . KE\ELWERE B L BE RS-
JE 8k . LW EAERE R %,

2 AR UALA f1 TR R FE A, BIELMEAT & 2K,
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BTARANRFN . WARLH. FREAREEHNE HFN. AT
Atz 5, AR EE R M ER A5, HEAN R
FHRTGA. FREEAS X TEATATERHIHEERE.
A AL A W] F % T 1= 243 JF & S0 B 1 fig )Lk & DNA 7= Rl &2
5% W e R R

(W) =R BT ALAL DL 2 3 ) 8 R T A A= AT B T 3R
RAARGEE, HERLATATERHITILLE#ZERKEEX
TAEITAEZR.

(F) MRENVMEZREFRERN, gwsyid
Mg, RPFZERML. EFARZRFRERFRN, 2. ¥
WA 52K 2 J 05 2 5 5 B BOR B3 AR f ik DLURCRT
REWNTHNREGOHTES, BREAXAXEREE AT
R, ERZENFLNAEMRELR R 2F Y E L.

(75) FPERAERET) EELE, THEFAREAIE
JRBL R

(&) LA A R A 223 50 1 fie )L & DNA
FHfEES DR #AT R EFFRZA M LA L.

B EHCHE

R B BT BOR KA, Z A Sh A i fig )Lk & DNA 7= 5]
EEDWEEARRA A 3 M E LRI EEARE, B
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SARGAAE. 18 ZARGAAE. 13 Z KRG AAE.

Z.\ EEAE

Z2 43 4 ] i fg )L vis %5 DNA 00 3& B 22 8 & 127 ~ 227 A

=, EHAAR

(—) Mmi&F¥0F &8 R LE R EREBEERRREAN
TEREEEE 1/1000 = |8 & 243,

(=) AMNEFRS B SIEE (k™. K.
W e R SRR E S B 24 Rh A A )

(Z) Z20°FA L, #tmFFmEsEnE, EEX
Wl 21 ARG EAE. 18 ZARGFEAE. 13 ZAREAMENH .

. ERAR

ATEN N EA#ATRNE, RAERERT —ERET
%, MW BORM A HH,; HAg A K AE N Z W H AT /D
HIER. B

(—) F. F 2= & e A,

(=) BHFR>35 5.,

(=) BEEM (REHEHO40) .

(1) @K AR M RXE.

(%) ﬁ%ﬁ%%%ﬂé)héj\%i, ERRINR ALK R
W TE

() Mhs X% R itik.

(&) BERIAN ¥ 620 45 RV 1 o H b .

&

42



. FEAAR

A TNHEN 2 AseATm M B, o a6 ™ B 45 R VB 1
GCEES

(—) Z2E<127A.

(=) KA HAHREARTRT .

(ZH1FRET T M. BHEFA. BEARIET .

(M) R )LAE A2 4% 7 A 554 7 UHEAT 7 A2 17

( F) A AP F Ok 2 304 7 i )L R B AR R & AU

() ZHEIFTHERE.

(t)@ﬁ%ﬁﬁ%i?mﬁ%@%ﬁ%ﬁ%%%

fRoh LRSS ER BN, ZAREXBEER > HIFHREER
T WL%@?MI\@EEWL%% DNA 7= 5 421l

FE=8r  ImRARSRIE

— KNETE AR HIERE

(—) Xﬁéé\aﬁ]/\ﬁ‘ra%}%é)ﬁiﬁﬁ%iﬂ' iy, BATAE
FANBEE OB 70 04 o JF R i R BB AT 4% T B R B SR AT
ey 2 da, BT R Y 3220 AR A R H FE AR iz AR U Y
BArkm. B8, EX. ERE. BRME. KK A E
5vWn %, EREARABREXELEZmERESIFETS ¥iF
#,

(D) ERESNYEFEUNTELS (FFERLME 1) :
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1. & Fn R BOK B B AR R

2. & R AR FOR AR 2 R Ef R A SR, BRIz
BERAZFMOWER, &R LR L RAATN NN 75 BT
DL, DL RCR U 38 A RO AR 4

3. & R AEUR A A U Ok JKCE T R A B T B

4. 4 o 50 98 AR TN E AR D B AR K TR &R

5. [ i 4 4] A 5 A Ay Rz 3 WA B A K R

(=) MR T2 mWEFfFE L#EF2EINE A
JLIs & DNA = mi ke Uy 2249, Jr 2 7 v 24T e )L 2 % Bk
s U 7 425

(W) i BN AE R MRS, ol E &4 RS —
Ko, —WEEFNFENN, —EFAZREAEEX
R WD BAAL

— KWNMEERE

B i L 5 AT 409 [B] B2 A3 ARG O B2 . AR TR L
B Ak e, W, EH. FARSRNFEE (54
BBROLITR 2) . R w2 f — B oW E 7, %=
B AR TALAG B A7

= IRARER Y

(=) AT . RIMAAMR L xR E #HATE %5 .
ZGhT B Rl F B A A R AR R T — 2

(=) #ARE. WELEREZR, RWEEHE K
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M. A B SR G A S B I Ry L 4% A VE R AR U AR A i
FRAAT.

(=) frAt)n &, REAESE,

LARAFEAC =W 28 (LU #AR EDTA) R i R
RWIFARN S B EEE 8 /NI W EARMLE D E, BT IREHR
RNTEHEF Iz, RATALRRFES, TEZRTR
R R 5z, WEBERTARANEZ.

2 AR G 5 (g E A AR B IE S PR ] Mz g
BN LA T MIAFEER, FHEFREILX.

M. ImRIREEEE LT

(—) BRI E R R KRS B AR 15 AT, &
iR R A U SR TR B BT R M ke B B R A 10 A TAE .

(=) e R AR B &l e DB BRAROF B4 = /5 BT 9 i
B I IR B U i EL K

(=) W R AR B2 DLIT Al K UK BY 7= ] 4 WAl 4 X
WE, UL ERED R E R

() e RBEN LEHEUTELE (ZFRRAME3) -

L. 3 B A A3k A R T4

2. ZPEKGER, BHEEAL. FiR. RAAZKE. 2F
%

.EAGE R, BHEGASRT . HARS. K H #%.

4. 1 T E e 77 i
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5. BEfnkmmilE. SFRE. KRR &N
ZR{A G #W.

TR BAL. . AR K EFZAREL .,

8. s R HAZ K BEE . HZEMEA.

. RNEEARLE

A 45 B AR R el 2243, R fn AL R Y 1 A
THEATIRE, wRFERGFERLZRFRERY, NI
HAAT o BK 1 KA N = R . R 2 RO s R iy 224,
P BT W ATLAL R 2 R bl ke 2L 2| AR ALAY HEAT J5 800K 18 KA B
WO Wr. BEERMAER 100%, PRI R A F 95% L E,

ﬁ%@%%%u%%ﬁ%% mARER, TR oA
i 8k B2 A3 RN B KB AT I — K A

7N\ IR BRET

(— ) R ALA B S 5 57 % F2 43 B 4 4k 2 By $EAT 38 BR BV
AR A B N0 F2 4, SEYk 45 R M v 5 Lk 2] 100%; 7t
o 25 R o 2243, SR 45 R M v R 3K 2] 90% L L. T
WNEDLZEoWHE 12 B, AXRENTHETZE2HE 1 4.

(=) My AZENERE: B~ 57 B8R~
FFE SR IR R, = A 21 ZARGEBAE. 18 Z KRBT
13 ZARGEEMBI, ARENTREHR™. RN RETED
W7 99 N AT Ik 25 R T T 9 2

+. RASEMEENFRE
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Fm AL S TR R E A, RS WAL SR A AR
MR — B ALY R STIR R I R R Sk
ERMZS BAEE SRR RATA. TR B RAFH B RF M
FRELA DT 3 4.

FEFERSY  HMFARRIE

—. FRAHIEIL

o MALAG B 4 ) 2 A AR B R N . 46 B 56
FR YRR A B B S RAFAEOR B, BRIE U SR

(—) TARERY, fdBe A8 . 281
B, mEREDSAMLER. ROEHEKIE. TATFRA
HE.

(=) ARG EIEHNEE . HIRERFZH.

(=) WM FEEE A TE,

Z., ERIEREX

FEARAA MR S, MY Rt EA . R RBEAR .
D& il &k & S S RS

=. [M3ZDNARYIZEY

i 3¢ DNA Fe BN S AR A S & X #4T, BIRIEN L1546
THEREREFRA S ER. wRR 2 R AFEFETHE,
N 5 R A T HAT ARG R TR, R AT
AP YE-TOCUTRESDF 345, BAEREFE.

47



. XEME

AR B AR A AL SR B VAl R AR AR PR AT R A
MARIAT. FWRIEN Y5 E (BTG RIEH T A5 5
WEERPEY MRER. XERMNIKEZXE R B E
B2 AR A B R

. DNA 5154k

DNA JF 5 A oL S A4 38 7= 4 e A X (Al e K38 ) 4% BB A
EBREREH#IT. TREPRBEMEEN SFERXENA P
R, BIMEAAREEE. et/ FI 4 FHMN Y HFE
) U B A5 B K. DNA 7 5 AT B 3 ™ A% BR 77 L IR LR
KT,

7~ BRI SR

(—) WP E A AT A KL Y ™ A54% B8 77 i A 5 9EAT
SEHE HER AL

( =) A BT E A -G48 B AR AR 24 B3 52 BX DNA Bk A0,
B e A1 A 45 A B A 3 5 R T B B R IATR A, A
TUAAL BL 4 5 7= 575 WT ALAL 76 20~ )38 6 4 € J5 2R A0 FE

(=) M ALAY L 2 1% B8 A 7 7 A0 K DL WA 5 B2 R A
KB ESFH A,

. WNERHEHE

(—) RN EE s K EFRUNERT S, #HRERT
TR i R e B X e 25 K.
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(=) xR AR, MG R 2 & B 2K R AR
&R A

J\. BN ENEFERSRS

TR ESTHAN YRR AR, FERRIREE
B, XBHHEAGREELE, HUMEN S HITZLER, HF
S5EZRWWERE. I REF I AL BB RAF R LA D
T 34,

FEREPS REITHIER

—, W=

21 Z ARG AL B R AT 95%, 18 ARG AL/ I F 1
T 85%, 13 ZARLGAAEM B AT 70%,

Z. AR

21 ZARGZEAE. 18 ZAREAAE. 13 ZAREAAEH B & TH
HRAET 0. 5%,

=. PBAMFNME

21 ZARGZEAE. 18 ZARGZEGAE. 13 ZARGEAIEM B &[0 14
TOMAE AT 50%,

Ut | P

BT . ¥, DNA BT & #1646 S5 A AR B 3 ok B AR
M 5k Wz A A8 2t 5.
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Fi 1

7P Ah A iR LiE ZSDNA B il
JEREER (Z5EMR)

A R B Ty 3 B AR N 2 T 3t BOR AR U 23 B
AN E L B L% BEDNA B, DLAT i A6 L L 3ot 4k B 3K
AENe., ARKAHEXENER L T:

1. A A U & B AR 228 4127 ~ 227

2. AR A 21 ARG A4 18 ZARGEAAE A1 3 =R 4R
SRR WA LR B R EERRRE.

3.0 THERH 203 N F RS, FEATA I oA 0 A
A—ERETHE, HHARMNTARA; RIEa KA E N ENH
HATEMDWER. 45 (1) 7. #2HEHEEE AR,
(2) WA MFEH>35 %, (3) EELEME(RERFHO40). (4)
WIS ZHE-RRE T R TR, (5) AREERRERILY
Mok, ERIKALEERREEHER. (6) NEKE BER.
(7) EWAN T B4 REF N L ER.

4. B TR ER 2 AHRATHN T, 8™ E P m R Ew
M. s (1) 2E<2VA. (2) KA HRHLERR
W, ()1 FREZTIRERL. BEFR. BEREMIEITE.
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(4) o)L FRERTH EMFE ML OM. (5) A
AP B F R LB R e LB B E R Em A, (6) 284
FHEMERE. (7)) BEWANAAE R EERERENEMBED.

S ETHWEFRMBORAFHRE A FZANMREZR (fo
HERMERE. ZHEFARERFEEE) FRE, A0
V] e IR e 2 AR T P B

6. 2 iH A T HAE H R 7 BF SR MFREY (1
EAMKZ R R e )L EDNAS B ) , A e T EHm
B

T.ARMNERANFEER, TEARALWER.

8. Lt 7 it W A A AL

B R LR oLe kAl b, AGE LT E I

L B (2440 A i fis )Lk & DNAF R A I e i ] B 5 )
RN, o THARMNEER. Z/EE. BmkRiR
Rif, HPa R ERIELNRE, ERARXBEHEFSE,
BB #HAT 2233 4M A du fig )L % DNA = m] A2 1.

2. R AR IEFR GO R fE B HEW 5.

3. Fu IR e 7 A UEYR 4 Ry #HAT R

4. A 7 AL B A AR N B R ML M AR AR Y R F A

ABRALRABEARTRRNESERE, BATBBTTE
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Mm%, BALEARARERAEON, EFEK.
&5
ZPg4piEs: OO000O0O0OOOOOOOOoOoOooOog
B (KT ): = i«
E#: 4 H H H #: #£ H__H

HMERER#REER (RABE2Z2 ANZATENESE)

ANIZE T2, B b dy 7 48 1 i 7 R0 T B
B R, AN B R B R 2T 22 S0 R e L i % DNATE B AR
M, IR AR AR U RUFS B B 48 3 A 3 7 B35 W B JB] B B 4%
Bl #AT 5 SRl RALFE S5 J5 R

2HE (KF) :
Sp:iR 4 A H
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Bfiz=2

Z2 a4 A i A ) L3 B DNA Hil sl B 75 B
(B—BRSHERO

FRACR SR BT H] - i A H B 5 w/S:

1125 /1ERS:

B anjcA=F: R F A H

RRBE: F H H & &~ X

ZE:. A X *hE: N HE: [EK
AXRERIER: BRZZ: fO&RO EHE: 2O0F0O . 2080 v 20&0
Il RIS B -

BLESE: Ffmm: OxX0F BEFA: Ok0F REEMRETr: OXOF
Fampiasy: OXOA
HKiESE :
ARZEE: OXOA
HH, BRRM R BR___OR; fiEJLRET R BRILE_ R
wmEnteE: 1.8 &: sy O®s 0Ok 75
2. EEN: ORM ONTiRE OFRZHFE OhZ2HiE
ORFZHBKAHE BENTUEZE: A X NUUZEE___mm
BHAMBTREXR: OSKEORKE  Cind X
N ={FERE1E / 18=1F4RE1E1 /
3. RENFRBIFOEL
ZEAREFZE: ORMOEREOR
tRFEFZE: ORMOEEOR
FH/BIE: B Rt EE FHBAE :

S
S

EBAL: EET: BXZRE A

SISECE #_RA__H
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Z2 a4 A i A ) L3 B DNA Hil sl B 75 B
(BZBRSHERO

FRAR &R AT : F A H__B___ 5 #&HS:
185 /{ER S

Bt R 4 BEA: F A H

RKRAZ: R B__ B & X = _ R

2R B X RE: o~ 55 JER S

AREIRER: BARATZ: 20&0O BHF: 2080 wi: 20%0 v 2O&E0

& RIZ B «
BiEsE: Rixmm: Ox0OF BEFK: OxOF HFEar: Ox0A
FampiaTr: OXOA

HIRSE :
ARZEE: OXOA
HH, BARRM___R; %k
WENEE: 1.888: OBk Ok Ok ORF
2. EEN: ORM ONTiRE ORZHFE OhZ2HiE
ORFZHEKAHE BENTUEZE: A X NCUZEE___mm
BHAMBFERE: OSKECRME s XU

W FREILRRT_ R BRRJLSE R

N={KZEEME / 18=1NEE1E1 /

3. RENFREMFUELR:

ZRAREFZE: ORMOEREORSE
YERFEEZE: ORMOEREORE
EA B : EAEET: BXZRERIE :
A% HHA: #_RA_H
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FMiz=3

ZE 51 A L fig ) Ll 25 DNAT= B Al
ImPRR 5 B (ZHHEARO

EA B EAEED: RS :
Bt File: Eb</17125:

P V/NEEE F = H HEZE:

FRA R & RTE]: #__R H FRASREL: RARTS -
FRANHE A 8] - F_A H

BB RILEaEIEREEE (T21, 118, T13) &l
WM 75E: ZA5NEMAL ) LiFESONAFE R T 43 4

&R

® 0 m BnE (2 SETEE =S / AR R
21 =4 (-3¢ Z2<3)
18 =1{f (-3¢ 2 < 3)
13 =k (-3¢ 2 < 3)

SRR R«

A

1 ARENE 2N ZHLEEE, 1B=HESEMIB=AESEMELRILACKRE.

2. ZHEATEANENZANE: Z2EAC27VE; REA—FEPRRECKRE; 1 FRIEZT
R, BEFA. BAMEETE; B/ILBERERTIEBENIENHITTAZCEH; B
EFIRERFELSERRE/ILESERRSNG; 2EEHTEMME; EIMAABRAERND
SFEREMMENEMIER.

3. ¥ THAIEZRALRKEMBANMESTEZFERR, AQNTTEEHIERIAMSFRAMELER.

4. KENERTMEAFANIZHER . NERASXE, BUZHERZTELSAREN~
BISHT; niMLERAMXEE, REARR)LE B AN BIRERINERI, EFHRERS
EAREM, NYEHITRILAGEESFHMBEE.

5. EITHIMARRIBEZARMEE R ZRNAIMSBHENER N ERNSRIE.

FMAA « KM B : HEA: #__R
EEIMEE# : R HH: F_R
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L QURINTISR Y b g e e 1 LU )
WA 3N

RE-23EFHFOHFEAETEA S 201345412 A 14 H RAM

E AT, G B A7 B AR AZ B A BORATT O 2 0 3 1% 5 77 RT 10
Wy “aAnE” , EZERKERARESRAEK. 2R EU
FAEFE N7 R IR M. B KOG AL 4 28 (fluorescence in
situ hybridization, FISH) H AR ¥E W &y B3 7= 1 BT BUK 6 5]
NEREARE R RO S, B R e R R
AR AT . 3B AR IE 7| 2 A (chromosomal microarray
analysis, CMA) BR XHMA “@FTRBEHMN” , ek
Bl K- FHATEE, N E R4 a8 IR 7 (copy
number variant, CNV), 730 x4l & R A A/ %
FEESAFHEEEFE ARG, RES TS RN EE
B AT, CMA BAR T 0 B A K T4 7] o b B A R 4 42 &2
(array-based comparative genomic hybridization, aCGH) 3
RAEAH B L2 S %] (single nucleotide polymorphism
array, SNP array) ¥ R. BI# FZW AN AEA DNA 5 IE # xf P8
A DNA B ARIE . #ATH F MR E R FE 2N # RN
ZR, MEHNAFHFNAERDNA H —FEEFEAFHNHE
FRHPAT AT LB AT 3k A5 5 B 4 K. 3833 aCGH B #64% R AT A0
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ity CNV, T SNP array f& 7 644 Hi CNV &b, i geag Al H X %

By Bk — {54 (uniparental disomy, UPD)#1 =f&4K, JF EL¥[
DAAS M 3] — KT8 kAR, TR T 32 CNVHSNP 46 U 3R 4T &
MR, IR EEA ONV fo SNP X5 F #h 4 &

2010 4, Efrapg A EA Y FArEE4 (International
Standards for Cytogenomic Arrays Consortium, ISCA
Consortium) A% T 21698 fi| B A+ # s JKRAL, & #EE 71K
T KERE. ZMERAEwH LK E FE# R E#H fy 2ah b,
& B aCGH A *f B 14 ONV By 2 08 12. 2%, WA R G B
AR H AR Y REET 10% FE i, ISCA Consortium 3
FRaCCHEA M E BN AT REZ. & KT 2 MR e
T UL BB R B4 1w 3 R — Sl 7 ik . 4k, OMA R
TE = R W AT o 0 B R AR R )2, IRE R AE A T 24
ANEAE G LR BARAZ R A7 7 B Bk e il fE %, CMA
OISR N RN N ey SR L R )
FiEME, FEAAEGN SRR, H CMA & & I F
SNEY . A R E XA ONV, A HEE T F A i & 3
Fe )L #, (MA R B IR AR REF VW ik, 2T L
RFRER, THFHENN, OMA FARE T 8B G A% AL -
WHE, RAFMREF OB —&EOR. ER B AL, ¥
B Z H T NGB K AAR R R R 58 4 R

B AT, ZEE N OMA AR D R A SR S Fn 5 i B 97 4L
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AT T /DA R R, KBR DL 2K W RS 1 2L

1. LEEZR. BENEEH, 1 §hHER. A KKFRE.
% ket IIEAFIERRIL, HBR R e AR . R f et X
AR Ja a2 4L CNV A2,

2. MEART. BATWN. FELAATFEKR "W
(product of concept, POC) #y3%% F AN,

3. XMW AR A T ER R, EREAARE TR
KR Au bk T3 $H4T DNA ARt FAE 28 047

4. MHEWMAFERERE T EEERZE SN ERLE WA
Lt — FATEL F RN,

MBS, (MAB N F EEEREHMELY. BR
Bor N R R eE A, REAHRG ST L, BRI —
SE RN AE, EERIE:

1. BE# - Tr R R R BT LAY, xF CMA A& I B Ao U /5 Y
PR B e T AR R

2. Xt CMA 0 25 SR ol IR B B 4352 B 7 A~ R, A EL =
I &K & XA B # By CNV (variants of unknown significance,
VOUS) #y 132 Fo

3. #AZ e L Ey e ONV A2 46 R 09 Bo 3E T1F.

MR E R RAFIRF, ARSI A NI REK R
B KRR H. WA CMA FRKZE & 3N 7 W7 0 1l K 52 B,
WG — &R ES AR NN, B E AL H A R A &
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PIEFEE RIE, BB AEN RER AR L, W
i AP %, LR T — M BOZ AU e R 5
HI A BASERNE LR, EXMHHHRT, dPea™
RREE R L0, T AER RS W fr g || oK A
7 5 = B 7 RO T L AR R B 2013 7R 4T T T RO
LRI A” T 201348 12 F 14 B ERFA T, 21k OMA 3
A TE =R W o W PR (] R B A oS R R LR E A R
B ELR B IEAT T RN 23R, BB T OMA BR &~
B4 W7 o R B & KRR

—\ OMA R EYlIm R bz A i& Rz e A0 22 =ik

1. FarE K e L& 57 % R #AT OMA A 2 9 38 Y
i, HEWEMRLEERZA ST EHT, WA SITE
w. AW —FIT AR,

2. MTHRAE WSS FITREFNE, BV
HAAT CMA AR, D3R & 2 [ AR o 3

3. MTRIIEBSMERT 2 R ehe T FI, &
PR CMA SR #AT 3 — 5 A7 DUA 78 15 1

4. CMA RLFI TP 5. & 28 )L % K& F 6 5 408 R
EAR, HAEEEA.

5. CMA BUA (Frd8 B A SNP 40T &) xt T 7 % 40 i e
> 30% I kAR M A R IR T, RZ, X7 % 40 th ] <30%
W8 ERERATE,
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=\ 5% CMA B AR RTIS T AR B 4%

TR EMELAARLEERENES, BV
fe LR BB AT febkE RO B, wERRE, W A
RBOWRE. WERER, WA #— 24T OVA BRI, *¢
FEMOMA RE SR, MR FISHE AR H#ATIRIE, HFAEL
B2 i X A BE 4 B AT A .

=\ FENEESIAEXE

BN K OMA BUR 72 77 1T 15 W o oL R B9 %8 56 R A N B05%
B CMA W FEE AR RN, FEXAEUTLAE: (DL
T A RS AR, Q) BiEA S PSR AR E R
FIREZBNEENSERE. (3)aCCH #ll T & ikt = 41K,
(4) CMA #y [E P 46 24T 2R B A (GF 4k P & 7 481 40 ik K 30 B A Ik
JRE S CNV), 3t FAF M K A 7% Bk )L e Ahg A
EE AR, B A CMA 3 fe ) Bk [ CNV By B4 <10%.  (5) &
E E A R AT VOUS By A3 fn A i, o B e F LB AT
ERE, MobREFXENIIBRAL, HE)LA RS EMER
ety R, B F—E kM, wE HIE. h)LRBHFR
HATRIM 26 F F AT 1 VOUS 45 B oy 13 Fo il A — 2 47 .
BERZELT, BE M AREFHA N AREEENFE,
MR HE2HEREG BTN E REFHAE. XA E AR
ARBEARARBENER, EZRERNAL TSR, (6) KA
A B CMA 4 U -F & LKA g 2 0% R, xR — R LA,
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B RSB AR AN LR, X CMA B A & o 5 AR5 &
Frok @y, FEES AR ERNEDLBIFD .

LT CMA 72 77 w5 W LR o A b3k (R, AR 3 B AT
FERT CMA AR U Rl fot M J5, #HATR YW REE W T 2EE, W
B

1. PRI R B AT R0 CMA A 2 B Ans = 5 o6
SBEATAE K 0 77 BT 315 5

2. KRV PRI R KA R B R PR IR R T
b E 4 AR,

3. Bl CMA M BT HY %K 04 BL U A AR CMA B9 1L & Ao
R, FiLBEF oM ERE, AHAEE: (1)CMA egmn
R e A A SRR e R T R, S
W B R I A R E SRR RO, (ER g AR BT R B AR R Mk
. Wik El ek, FEERERES. EPREARLE. (2
Frio b By R R EE A B B Al g IR R LW s R KB &
7, RERSMARERNNEKIEMSIEEAF AL, (3)CMA
o VT BB 4 & B VOUS, VT RE TR 2 0 R BRAE AR #EATAR U OF 4 DA K
REAMNT, B LA N E R HE. BEERSZ BN
T, ATEHMAAREFRANARBREENRERZE, A
To ik 3 3 e M 25 R SEAT I Ao AR . (4) CMA A2 0 o] f & & 3
— e R ABIR K RV, XA R — 68 & B E — R (e
W A I I ARE IR

4, BEWEHEZRELER: BNRTE &80 5EE, XA E
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iy CMA AR U F- & AR AR o oG s B 40 | —fig L
MR A HATHN, B ESHAERFEER, K& COMA AN
RYWEARFETRER, HEEFARERNEDRKD.

9. CMA $ARFEFZRTISE = A MSE L R A

1. PR HEARR: R 2002 M LN GZHD BT
ANEBED WA XA, TTR R B SON 8 EST RENA,
R G R R AATEER T = IR 705 W BOR  [E Y PR AE AL
1. FERPEA A CMA FARFAT W OW, FEEASWD B EA
TR ENAAA A BB AR B BOR TR E 4 A R #1T,

2. FERIERAE KAV FEREAT R CMA A2 BT FoAe U )R
Sb 3T R FEATAE K B R AT B, ARYE 2002 SR B €7
WO W EATEDEY WA E, NEFHUHERAN LA
TVEARAR, LCHEAZFZN LB EAR T LEY, @t
BRI AEATHIITNEG ARG ANE DB EAN B ER
RPEARF L EBIES” .

3. KEmEFERES: EHATT W (MARNZ AT, SLHiLE
HEEAANBERES. ERES LT FHH CMA 2
HY A A8 AR R PR

4. R CMA AR AR & 7E L 30 % & CMA A U 3R & B, R2
TEAR A b UA U B BT R B CMA B AR T & U RZH AT &
HY AR I Y 25

5. MIGALARAE: NG 5 ET OMA AR I B9 1R B & AT AL
EE, BT O AR RUFRERERERLR T ENEEL,
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HAE RS AL A T A0 FISH S 80K 8 3 3iE . 8 334 AL 47 Ao
PG R Z W FISHRF R ERRENRAY A, EALL A
L, R ERNXAREARREEHNG, AEERHEL
T B 594

HRl, 4% CMA ARG KA, EEFAREBLHZ
EAENG RN TR, FETZEONEN KA E '
P — ARREL, A TIZ BN KRR B K B R R .
ELXFXEE, BAFR—ZENNER BN AniE 3 &@ E 5 AR
Hy 5 HAE ), AL IR Z B B RO

. ITBAGEEEEABE

FERI W R R R, A U 2 R R E
FEGHNEARNLE. MAPEARZEFEEN ST OBHEA, F
T R F LB P R T E. (BRI FEFEA AN A% B
AT ESL T, R A CMA $UR & xE 7= BT B B 97 LA Fa A
WARERMEYRKYEHEZRSL, AR FRAFTAN
RERE, WAR T X E e m 8 fFE s )L+ % 0w
VWS, A E SO R LA R AR ] e R DR AR S R T Ik 8
— ZHAT RV VT Bl B, [ B, CMA BORAE & 7= B iy ) 7 A Br 3 =7
o [E] Wk R0 W B Y AR AR AN D BT R B AR, S — B
] B AR O M T R XA A T E N ET AR
CMA AW s K AL, PRI B H By B2 R RE R EN
YW RS, AEEEN AR, A2 TEA NG KA F 22465
BT
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A DA IR A8 e sl gk e 2 H
o LR

RFE-—F)LFRE 20195 6 A% STHF 6 H

WAL = 8 T 3R I B Ak 4 e Al R o B TR B B B
%, T —1RNF (next—generation sequencing, NGS) ;& &
oA AT B — R R, EREEN)TF e T4
M (whole exome sequencing, WES)fFZ| iZ AT, Z#ia A
WEEAMTRERDETNEE T, XBHNFEREHHL,
T A — A RS, AR ERMNE LR (structural
variations,SV) % 4 W . 4 # B 4 M /& (whole genome
sequencing, WGS) A 2 # — ¥ & F-lhs JR3Z & 40 M B9 2K ek . WGS
X5 A A A AL By 2 ER DNA R B AT AR, 3% WES BB = B
RBE , A REETLE2HERNIETFI, WEZTH
Gy Ak F 7. B K WGS W] A 2% g 7 xfAE ok
PRI 20 DX #EAT HE 1l B SR B 77 AR B BRI 2, A URT DU Y A%
H 8  5 (single nucleotide variations, SNV), ¥ DLt SV
FAT AT, 0% A 3t bR 22 A 4L (mitochondrial genome
DNA, mtDNA) & #4747, [ B EL 4 1F 2 BRAE x4 147 4h, #6 2 Ap
IR E R A HAE K. F Ik, W6S BA F i RiEfk &
WA ZEREDHR, BEVEIRE, ¥4 8 EXERS T A,
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BT WGS = A W KX e iy LR EE &
Pz R T R 3 % A U 7 ﬁg%%@$%ﬁﬁ\%%x\
AEERAFREN. AT EALNANEREX, FiELE
o 0 VT B A R B B AR AE KA B L, ARSE A T WGS 1F AR
295 % WT AR T FF BLY K B ARAT, R AR B i . AR B R
2. W B 508 5 7 46 2 (8 SE AR BOR Ak 3

B AR S A E AR L R 2 0 B . A SERIE A F DANGS $#K
HENEE S WCS (GRY >40X) 7237 I R W A6 ) o
WYL R, B AT A BB R IR R AR R A B R R AR
T W6S EFMERN . FEFZEFHEA, FTERLRDY
ik e .

—. X0 B8 R IE R IE RIE

1A ER: KEFAAWS THTUTELERH, (1)
%ﬁ%%K%m%ﬁﬁﬁ%%%%% i 3E WGS J skAH X By 2~

WAL LW (2) WK WA R, At
ﬁ%%/f&éﬁ%ﬁﬁ%ﬁ%%%w

2.\ JR3E B IIE - WGS 3 Fl F IR £E 3515 = B 23
REHENFTAER. (1) #E WS, O I 5 824w R0
A EE (Aml RAER « ARAE o i AD I 45 SRR R, Rk S FA M s 3T
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HREFRAT R PR HEEFEERNENL., B TENEELRARF
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HER., XFS5ERERLREAREREXHKELN, KIE
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A B B e A SRR JE B 8 e AR R B AL

2. AR KRBT (1) FEARKHIE iR 17, 5 A T Y
HEARRHEN RN KRE (BUEDREF2H) . &
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B W EHARARBA, HPaiE: BL&NET 7 B8R F R
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6.2.1 FRMMEE HERE: 2 11~13"F. g
BRI KA BBLBITERE (NT) BE. BEXR
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(3) #EF 7 W BREBBEI AR 1 RFR 1 KEEHK
B, WREEA R 2 KBtEt o B BAE, 3# RAe 2% 4 1
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RN FEANRES RGN T EZEIEILT UK
Je)LAEKZ R, ANkwB. MEUERHE HiEmE. BIER
BT, REFRERNRAR AN RERATREILNZEEZ
B FnFERE. b s FOE s R R R S, R e LA
B EE R R KA A R E A EEE A 50 ~ 200mGy, K7 EHHFE
( >1Gy, 1Gy=1000mGy) #* &% MBI T, R Lk A
JE = E A N1 IRAR H f K R B B & 610mGy.

PN, e R % o5 o 48 A B R A & 07 T B A
=3l % T 50mGy, H A F A BRI X R LA R ER CT i L3R
&R FER EHH 4 0.0005~0.01mGy F1 0. 01 ~0.66mGy (% 1),
EHE —AMNAFF R LI, B FEHERR IR X HEEE
MWL EEEFRANRSG S L EZBAFTARBRE . BHARE
WP, TEZRETHMmMHBA LR, —TH A 2690
)L E IR E B H TR A T, KIAZM Wi /TR %
FA A A2 U BB e )L E B B8 (OR=1. 14, 95%CI: 0. 90 ~ 1. 45)
Fo t B & A % (OR=1.36, 95%CI: 0.91~2.02) ., {E4A
B MR B 7, B2 10 ~20mGy & s )48 4 B B A & 7 &
SF A JE A LR B kA RS An 1.5~ 2.0 1%, {2 M e & A&
AL 1/3000, HEmAmAXERARE, 2ENEHRARET
B A EFEE b g, GLER, ¥ IEER A ERE E
RX &M CT HRFRENIILFERE.
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K1 ERMEAXHE. CIRERBRABHBLELE L ESZENE

o2 77 ik KR A fe L4 A FFE R & (nGy)
X&t 4 (EMAL)

Bt <0.001
o AR I — 0 _E B e T R ) <0.001

E'N 0.001 ~0.01
Fog 0 0. 0005 ~ 0. 01
Jig #6 0.1~3.0
JE e 1.0~ 10
Fo ik i FiE 5~ 10
SRR EER 1.0~20
CT

k. FE 0.001 ~0.01
i B0 2%, i 2 ik 2 0.01~0. 66
PR B A (B IRE kB W R f <

)

Jig #6 1.3~35
g 10 ~ 50
A EiEE B1R 0.1~0.5
99T & B 4~5

4 HPET/CT 10 ~ 50

E: PET/CT: IEE®F&RHITENBE B (positron emission

tomography/computed tomography )

HrZEENEL TRAERSGFLE, b THEE/LEA
FEH B TALT 50 ~ 100mGy, A4 7 1 £ 1F S Ak 09 B2 7Y 44
. (E28, AEZF2H, BRFEFERREELERZ K
hE SR EREFEA BT 50~ 100mGy B, FTARYE 228 FAE L
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BHNEBENEAND (K2) FopthE N B, =685
RAFEGEZERXBERR, HA5FMREEENL.

R2Z B e AR W ] 4 A 2 B 0y LR B i T S0 v e Lo 48 A B BAE

% 2 5 B e RO R R IR F B 7 EEE (nGy)
0~ 2J&

J& R 5 12 B % 5 v 50 ~ 100
2~ 83

RREGH (FE. B, £7HE) 200
HKZ R 200 ~ 250
8~ 158

FEEE N ERS (ARE) 60 ~ 3102
ALNVi7 200
16 ~ 25

JEE N ERS (AR ) 250 ~ 280

e A An1000mGy, 4 J7 B K K25

ok, AREARAARGHERE, ECTREEF, 7
RE T B H 2 H R R RS A B R 2R LA BT LA
oA 2. B RAA R AR, A2 KL E
16 f¢ B R B9 A3t LU R RE 46 FF T A B FE N\ R L OB 3R R
Ko IR RERE R, 2 e Rk b ) R L Boeg 23
WA R T AT 21 BlAT CT 122 (B F Bk i ] B e LL 7
ZAAH ELHATH, CT B F 2 K 23 &, 545
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ZiJE g 38 JE , ¥ Ja 36h ATHT & )L FARIR T oAb &34 R W %
i b, st tie LR R GFERERH, EHFAE
ARG PER L., RE ik, @R LEZH N E#
Fe (R Xt A ARFE AR BEA K BN W0 B A R
A

XHE&MCTEER AT EFALRBENMBIMCEX R,
B R NG R FIRAE. BAERESARREET NIRRT
, TS BARMINERE. i, TEBYE BEHTH
Biow, XEEFEABEMEIN. FRANREER TR
99mTc Ao 1311, 99mTc Wy M 4 6h, TEA 2w B4R BT 09 1
AT, HEHETRKZ SuGy, SERMAEHLHBAGE. W 1311
SFAMA, ¥R 8d, BRMAREZ 10~12 AEHEA
SR e )L TR RE, RN EERER, e EEA
99mTc 1% %,

= FERER RS

ERIEE 4 K £ HOR IR TR B I R TR A Fu 2 4 B
7, MABERMRI FZERFEALEH T EHEE, CHERT
DL K 7 o B e PR T k. b, A DU IR AL R X
W& CTRZARBRIBARTEIOE, UBALLIENE
JIEREE. EBEMMRI LEHEVBOERREE, NEE
KB EDBRFAE.

HRMRFABHEZRFRENESERENZ: (1) BHD
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Wik A TR EN; (2) BHERATHMAE (as low as
reasonably achievable, ALARA) ByJREN|. 44, Jite %R —
M ERMEE AR, EERAE, RERAUEDGRF
BT AW RBH AR, (25854 H £ N EBRIKAKRK
VIR, AR FEEVAT X &, FRA-EEA
# (ventilation—perfusion scan, VQ) 3 iz fk CT jifi i &
%% (CT pulmonary angiography, CTPA) ; F£¢4Mb. Hwék
MR AR N AE I 3R S L K e B T DA R R L A At
W GFHE, FHLFEE, BEZEELA X HEAS CThE
Y\ R L R AR AE, 0o B YR B F R AR EE, B E A
REJE R g R B, CMERER TSR E A Hk
REXGERE. BEAMZGRFREN YW EENE G ENE LG
ENF, HEFEmIEE TS,

B A, EEHAEIRR &Ry E, X HELHCT =
BIREGHAFT AR EM RO RAB TN EEZREF R
—, HCTHRT X &%, Fril, Bf LR lGREMER, EKE
KADHE CT B X W&o, [ENERHIER XS, =, #k
W RS G RENRPEEAEKL. A RER
KR, MR X HE. CTHRERRh TR EEXE
UTNANTERZ: 2. FEFERE. BT UK
ZBER. ARt REENE . GHAFRET .
AT 510 47 DL RS ALARA B U, B W R EAFRL T K
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ROFERATHEZTEAER, BRENFENE. REHALF
ZMER., ATROBEHEZFEFSE, FEAGT EAHHE
fr. GEMmMANEANSHRE, &5 B H BTG T
T, FEEBIH, TERAFREFGENERM, RRIEAE
W ER L K, WD ZEE i iE, A ETER
3. X TF2AE KR Y W F B e A A A AT
b, WERAEEHG R EE. &R AR K E R
R FE ., REETRATER. BILEWY, WiFme
P34 % bmm 25 4 &, R kK B 3 DR SR e LR AR At
FE; EERAGFEmEE, NBAZHEERR, UARFEE
A 2 T 3 A 2R BE R AL

RE X st A0 CT e EEZHEA R A L4, HEFRTH
Box, CT AR GREHERRFREN 1%~ 15%, MH%EEHN
MEEREE., NFEK, BT XHE. CT /B E B BAE
B, RAMRA AR E Y KA N RS, wRAEEE
PR HEAERERR. FEAXRERZEASE, BTEKESE
EAlE, XALALERR. BEFFEENE, EREKENEE
FEWE B, fRERaREEANE, BXRRIEDTTHFW
BANEHEFENE., AFRETR, BILEEMNSH, CTEE
MENIEHEERNEEZS 2. 5m6y BT LB RO W EE,

/. 5iE

HAr, FREN. SRR ERRZES A, 32 A B
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R X A4 CT Fo/B% & B E A T % W & A Bk R T
RS EH AR — %, EXEETL2FEMmILEL. &
A RBHEINRAL -, BR, EBRNSHRAHE TG
KB RROIHAZ, BRFNHRERRA — B, WEHAN
EHGER X A& CTHBLARABEE. AL, NEHTE
. ERAR KRR, HDREZ %42 4k,

EREWVE R

LRt & E EARERIER, 5. MRI &AL
ft R F R A EF R,

2. A TOWWERER GFREM S T2, SREFEH,
HEPRFAERBERN ENERERRIAE, X THMHHRA.
AHRERREFARATR LN EFTR TR FRLEZ2AE, W
XL, CTFMBRERERE, WEEFRBITGERE. oF
B SRR 224 4t ]

3.HW, WERATUWMHX 54, CTAEE BRESNE
BENTUEREGRLBEFHHE. RERBEHERRFRE
WORE LA RESRAI RN ETHAE. BLENEE
FELE, LEET 50nGy Bf, NEEGREAMERRNEZEED
FHERG, EEFHRFEIANEEZERREERNAR
TR E T HEEIR.

A BT RAND G F AR, NA T Ak 4% AT,
FAE R WA EENG TR &. FERESHEH — T HMHEIL
BXNEAEENE.
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	胎儿常见染色体异常与开放性神经管缺陷的产前筛查与诊断技术标准
	第１部分：中孕期母血清学产前筛查
	——来源：《中国产前诊断杂志（电子版）》 2011年第3卷第3期
	第２部分：胎儿染色体异常的细胞遗传学产前诊断技术标准
	——来源：《中国产前诊断杂志（电子版）》 2011年第3卷第4期
	来源--国家卫生计生委办公厅关于规范有序开展孕妇外周血胎儿游离DNA产前筛查与诊断工作的通知（国卫办
	孕妇外周血胎儿游离DNA产前筛查与诊断是应用高通量基因测序等分子遗传技术检测孕期母体外周血中胎儿游离

	第一部分  基本要求
	（一）开展孕妇外周血胎儿游离DNA产前筛查与诊断的医疗机构应当获得产前诊断技术类《母婴保健技术服务执
	（三）开展孕妇外周血胎儿游离DNA实验室检测的医疗机构（以下简称检测机构）应当具备临床基因扩增检验实

	 二、人员要求
	（一）从事孕妇外周血胎儿游离DNA产前筛查与诊断的专业技术人员应当按照《产前诊断技术管理办法》要求取
	（二）从事孕妇外周血胎儿游离DNA产前检测的实验室人员应当经过省级以上卫生计生行政部门组织的临床基因
	 三、设备试剂要求
	（一）在具备细胞遗传学实验诊断设备的基础上，同时具备开展孕妇外周血胎儿游离DNA产前筛查与诊断相应的
	（二）设备、试剂和数据分析软件应当符合《医疗器械监督管理条例》和《医疗器械注册管理办法》等相关规定，

	四、工作要求
	（一）严格遵守《中华人民共和国母婴保健法》及其实施办法、《产前诊断技术管理办法》、《医疗机构临床实验

	（二）产前诊断机构与产前筛查机构建立合作关系时，双方应当签订协议明确各自责任和义务。具体要求如下：
	 1.产前筛查机构主要负责制订产前筛查方案、检测前咨询、检测申请（包括签署知情同意书、标本采集、检测
	 2.产前诊断机构主要负责确定产前筛查与诊断方案、标本检测、出具发放临床报告、对检测结果为高风险人群
	（三）产前诊断机构与其他具备高通量基因测序等分子遗传技术能力的医疗机构合作时，双方应当签订协议明确各
	1.产前诊断机构负责临床服务。主要包括确定产前筛查与诊断方案、检测前咨询、检测申请（包括签署知情同意
	2.检测机构负责提供检测技术。包括检测技术平台建设、技术人员培训、技术支持、开展室内质量控制和室间评
	（四）产前诊断机构应当定期向省级卫生计生行政部门报送相关信息，由省级卫生计生行政部门汇总后按要求报送
	（五）相关医疗机构要按照医学伦理原则，自觉维护孕妇权益，保护孕妇隐私。医务人员要坚持知情选择原则,全
	（六）严禁发布虚假医疗广告和信息，严禁夸大本技术临床应用效果。
	（七）严禁任何机构或人员利用孕妇外周血胎儿游离DNA产前筛查与诊断技术进行非医学需要的胎儿性别鉴定。


	第二部分 适用范围 
	一、目标疾病
	根据目前技术发展水平，孕妇外周血胎儿游离DNA产前筛查与诊断的目标疾病为3种常见胎儿染色体非整倍体异

	二、适宜时间
	孕妇外周血胎儿游离DNA检测适宜孕周为12+0～22+6周。

	三、适用人群
	（一）血清学筛查显示胎儿常见染色体非整倍体风险值介于高风险切割值与1/1000之间的孕妇。
	（二）有介入性产前诊断禁忌证者（如先兆流产、发热、出血倾向、慢性病原体感染活动期、孕妇Rh阴性血型等
	（三）孕20+6周以上，错过血清学筛查最佳时间，但要求评估21三体综合征、18三体综合征、13三体综
	四、慎用人群
	有下列情形的孕妇进行检测时，检测准确性有一定程度下降，检出效果尚不明确；或按有关规定应建议其进行产前
	（一）早、中孕期产前筛查高风险。
	（二）预产期年龄≥35岁。
	（三）重度肥胖（体重指数>40）。
	（四）通过体外受精——胚胎移植方式受孕。
	（五）有染色体异常胎儿分娩史，但除外夫妇染色体异常的情形。
	（六）双胎及多胎妊娠。
	（七）医师认为可能影响结果准确性的其他情形。

	五、不适用人群
	有下列情形的孕妇进行检测时，可能严重影响结果准确性。包括：
	（一）孕周<12＋0周。
	（二）夫妇一方有明确染色体异常。

	（七）医师认为有明显影响结果准确性的其他情形。
	除外上述不适用情形的，孕妇或其家属在充分知情同意情况下，可选择孕妇外周血胎儿游离DNA产前检测。

	第三部分  临床服务流程
	一、检测前咨询及知情同意
	（一）对符合适用人群情形并自愿进行检测的，或符合慎用人群情形但在充分告知并知情同意的前提下仍自愿要求
	（二）知情同意书应当包括以下要点（参考模板见附表1）：
	1.告知本技术的目标疾病。
	2.告知本技术的检出率、假阳性和假阴性率，强调该检测结果不是产前诊断结果，高风险结果必须进行介入性产
	3.告知本技术有因检测失败重新采血的可能。
	4.告知影响该检测准确性的相关因素。
	5.医师对病例个案认为应该说明的相关问题。
	（三）对未接受中孕期血清学筛查直接选择孕妇外周血胎儿游离DNA产前检测的孕妇，应当在中孕期进行胎儿神
	（四）产前筛查机构承担采血服务时，知情同意书应当一式两份，一份留存产前筛查机构，一份随标本运转至有合
	二、检测信息采集
	医师应当仔细询问孕妇基本情况、孕产史、本次妊娠情况、既往史和家族史等，如实、准确、详细填写检测申请单
	三、标本采集及运转
	（一）标本编号。采血机构应当对采血管进行唯一编号。该编号应当与知情同意书、检测申请单和临床报告单编号
	（二）标本采集。按照无菌操作要求，采取孕妇外周静脉血。标本的采集和处理均应当按照标准操作流程和产品说
	（三）标本的分离、保存和运转。
	1.采用常规乙二胺四乙酸（以下简称EDTA）抗凝采血管采集的标本应当自离体后8小时内完成血浆分离，在
	2.标本应当与知情同意书、检测申请单等资料同时运转。运转过程应当符合生物安全和环境要求，同时做好交接
	四、临床报告的出具发放
	（一）自采血至发放临床报告时间不超过15个工作日，其中发出因检测失败须重新采血通知的时间不超过10个

	（二）临床报告应当由副高以上职称并具备产前诊断资质的临床医师出具发放。
	（三）临床报告应当以开展相关技术的产前诊断机构名义出具，以书面报告形式告知受检者。
	（四）临床报告应当包括以下信息（参考模板见附表3）：
	1.送检单位和送检医师姓名。
	2.孕妇基本信息，包括姓名、年龄、末次月经时间、孕周等。
	3.标本信息，包括标本编号、标本状态、采血日期等。
	4.检测项目和检测方法。
	5.目标疾病检测值、参考范围、低风险或高风险结果。
	6.结果描述与建议。
	7.检测单位、检测时间、检测人员及审核人员签名。
	8.临床报告审核发放时间、审核医师签名。
	五、检测后咨询及处置
	对检测结果为低风险的孕妇，采血机构应当建议其定期进行常规产前检查；如果同时存在胎儿影像学检查异常，应
	对于目标疾病以外的其他异常高风险结果，产前诊断机构应当告知孕妇本人或其家属进行进一步咨询和诊断。
	六、妊娠结局随访

	（一）采血机构应当负责对孕妇的妊娠结局进行追踪随访。对检测结果为高风险的孕妇，妊娠结局随访率应达到1
	（二）随访内容应包括：后期流产、引产、早产或足月产、死产、死胎等妊娠结局，是否为21三体综合征、18
	七、标本与资料信息的保存

	采血机构负责保存知情同意书，产前诊断机构负责保存检测申请单第一联。检测机构负责保存检测申请单第二联、

	第四部分  检测技术流程
	一、标本的接收 
	检测机构应当制定标本接收和拒收原则。拒绝接收不符合要求的标本时应当书面反馈拒收原因，具体拒收情况包括
	 血浆DNA提取应当在标本制备区进行，各项操作应当符合标准操作流程和说明书要求。如提取2次仍不符合质
	五、DNA序列分析
	DNA序列分析应当在扩增产物分析区（如测序区域）按照标准操作流程进行。实验室分区温度和湿度应当符合设
	六、数据分析与结果判断
	（一）检测质量合格的标本应当严格按照产品说明书进行实验室结果判读。 
	（二）检测质量不合格的标本应当重新提取DNA再次检测，再次检测后仍不符合数据分析或结果判断质量要求的
	相关医疗机构应当严格保护孕妇隐私，严禁泄漏受检者信息，采取措施确保信息安全。检测数据应当进行安全备份

	第五部分  质量控制指标
	一、检出率
	21三体综合征检出率不低于95%，18三体综合征检出率不低于85%，13三体综合征检出率不低于70%
	二、假阳性率
	21三体综合征、18三体综合征、13三体综合征的复合假阳性率不高于0.5%。
	三、阳性预测值
	21三体综合征、18三体综合征、13三体综合征的复合阳性预测值不低于50%。
	四、检测失败率
	由于凝血、溶血、DNA质量控制不合格等标本原因造成的检测失败率不超过5%。
	  3.有下列情形的孕妇为慎用人群，进行检测时检测准确性有一定程度下降，检出效果尚不明确；或按有关规
	4.有下列情形的孕妇进行检测时，可能严重影响结果准确性。包括：（1）孕周<12＋0周。（2）夫妇一方

	双胎妊娠产前筛查与诊断技术规范（2017）
	表1 妊娠期常用X射线、CT及核素显像的照射部位及胎儿辐射暴露剂量
	表2受孕后不同时间辐射暴露的风险及估计影响胎儿的辐射剂量阈值




