IS, 0521900093

FMZIEEGT - R AR R RS

PR AR FRRREANRTR B AIEREES
M E (FESENFE)

FrREEEH]: =K 6840

BHiE A& MNIURETSHBMARAE

—/ 715, Farlas
HRAMLEBEER

B= 7 s U AR B I el



B X

B -1 = OO v ST 3
0 B AR e e 3
T B I A E T it 3
B S L o eeT e TPt S S 3
T i T OO TTT 4
U T BRI s e 4
B - T o -2 IO OO 1O 7
T P 1 ) = - N U e O S 13
1= NSO oo OO O 17



HAER

—. RIFAZR

7 N JURE & 97 A0 A PR ]

=\ HIFAER

AN TV Il 2 4T 218 F A= M4 K [E] A3 % 101 g

=, Eh

R PR AN Tk [ B AT 218 S A4 K E
B3 B 201 2 71; A3 101 £ 77

TR A A AL M B B M T R XK 3 A
LB 65, 15454012408 %; 2 54 1. 4%



7= it B PR

(—) P EEHRES

1R & E 4 R RS

%5 KA 4 HE
1 40 g e B o 7R 310pL x 1 %
2 il U 310LL x 1 4
3 24 0 5L AR B 20pL x 1 %
4 Ty 3 & 7 3000l x 1 45
5 Ty ¥ 200l x 1%
6 PEZAR 1.5mL x 1 4
7 e 60pL x 1 &
8 Fr BAG S 120pL x 145
9 kB b mg 120l < 1 4
10 S QR b1 300pL x 1 %
11 Rt B Z iR 550pL x 1 4
12 R th 2 B 2TL x 145
13 DNA 3% # iy SSUL x 14
14 B G 275L x 1 4
15 PCR B3R &7 1. 3mL x 2 4
16 PCR 5| 47 B 67 137l x 1 %
17 P1 #3k 60pL x 1 &
18 FE RSk 1 8L x 145
19 RSk 2 8L x 145
20 e 5 Sk 3 L x 1 %
21 e 5 M Sk 4 L x 1 %
22 ek S L x 1 %
23 e Sk 6 8L x 14
24 RSk T L x 145
25 RSk 8 SpL x 1 &




5 A 4 HE

26 Rtk 9 8L x 1 %
27 5 R Sk 10 SLL x 1 %
28 Bt ok 11 SIL x 1 &
29 BBk 12 8L x 1 &
30 Froebe ok 13 L x 1 %
31 Rtk 14 8L x 1 %
32 R L 15 SLL x 1 %
33 Rtk 16 L x 1 &
34 Rtk 17 L x 1 &
35 Fror RSk 18 L x 1 &
36 R Sk 19 SpL x 1 4
37 R 3k 20 L x 1 4
38 Feor Sk 21 L x 1 %
39 RSk 22 L x 1 &
40 Fror sk 23 SpL x 1 &
41 eI L 24 8L x 14
42 Rtk 25 SpL x 1 &
43 DNA 3 fi & 1. 9mL x 4 %
44 T A% B Bl 7K 1. 9mL x 2 4
45 DNA 4 1k 2% 2 21mL x 1
46 PGS FH M 4% 1 QUL x 14
47 PGS FH M JT 4 d 2 QUL x 14
48 PGS [ T BT % # 2L < 1 &

WA B AR R s BEA R A LB

o) ERBAE

AR BT R AR AR E LS AR R A B SRR i B
PR % 58 2 40 B0 0 FR B HEAZ B (DNA), 3 3 o AR i 315 0 4
FE B DNA ZRATA U, D ATIERE R B RR E R EFEEREE
R MBI R E A AIBT IR R TN, AT R R O A 2

/

_5_



M FF S

AP E Tl 35 ¥ R ESATRE LK B
H; RERTR—THEEREBRRENEE, Z KU EHIK
TRINMENERAE; ZRUNLERRTEH;, 2FALER
FEE LR,

W RS E, FEBENFHD ORI, R EA
F T8 WA 7 09 A

(=) PRI

50 AR/ &

(PO 7= e ey IR 2

AR B A 2 Ak R 2 4 B BR3P F AR
FE i IR A% o 4 R AT 9738, AR R B & P SR X9
W AT 2 R EAN T, it A e BT & Rt
THFER, HWTEIER & HFEREREEZERRT.

x5 AR AR fig $EAT VB AR, SRR GR N9 16 F B H R 5
PCR AR & AT 2L FA Y 1, i 8 T
Wi & 200bp £ Ay DNA K Bt 78 DNA R B s m B0 )7 8 5K
M Fp SO . IR T AR E R E T BOR Y DAS600
FE MR #AT AR EANF, FIR ED1E B F R F
HERIATHN, BEIRREGFAREKRLNARFIRE,
WEABF IR EL 5L 8EE AN RERTIHEN

i, FHZHERE, 2L eRT A KR EE,
_6_



I, W R R T FIBT N AR Bk, R RE
R IR R AR,

= ImRET SR E

(—) FEFEME

1. = FE R AR R

PR EE LR S MR, Ty e, ¥
B, R BLEE. RKoRfS 2. DNA E4EE. PCR BB 6K,
PCR Bl R E . P1 Bk Rk e 3k 1-25 Fofiids 2%,
OB AR AN 2 KRR, TR A R BT AR
#, HEWFEALIB ARG HERE. FIEANEERMH
VAT TN RS, BITh MR Ih, 3 RS AR
R, #E T EERMAHREERFZERDEH.

2. ANk 23 i 0 A 1R B IR O

SV SEECERESE . WESE R, fe6hSE
B BEEEHSE L, EESES 18 #, BEhEHLE
AR AR B NS E R S, RELE
AR AR AL AR SHF R o, RHA
A ] et i3 AR S A ARG 5 &1 4 e e AN 4L i 4k
BEEHSH R LG, W YH AR K.

RERZHE 2 EWHEERELEM L GHERE ALK, A
FAR M AR o R A A (B B . B R R R
eI EERE SRR (21 =K% X0) Hak; Hk

_7_
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JR 35 i A E R AR AE A R T I A A AR AL

() EFETERRMAERFT

HE AR I A R N T AT RAR R B, xt
RN R 4 M e il . Ty 0. & 88, FRMLEE. R
st £ 0. HEEE. PCR BESFHATH UMMM, BEZhait
R fo A =T AR, M2 T RENETS I L MRUAKZR.

(=) Zrir ke vl

AP BT A AL R R BRI AT S R
FAMELAFER. AEMAEE. RERTEE. HHFER
#l. BEEM. ARERE AT E. HEENTRERAN B
iE. AT .

L PR EREREEANS AR NELE=MAEF
WA &R A 13 0 R B BRI AR AR AT, 2
I 5 R 3 WA e R I B AR A A 4 100%; A ER S
&b o AE B RTE S F B fFE R 100%.

2. WBRABMEEBRIMNFER: Z7 AR EL
Wy R LT T b e T R B X SE & ik
KMEESE BN, FE LT,

3. MMM AR NHEL=MEFHKAERA 10
AR AR SATRN, AR EERZH AR &K 100%;
RAEXSF BFNHESE BRI, 6% 100%,

4. FAERERNBEER: NELE A FHRAERF 6

_Q¥—



R AFARBATRIM, BWERKA 30%8% 6 0 % 44
RIFEFILE] 300 £ T0%hk AT F A2 60WALE;
RAEX 5% S NReESE BRI, FEIZET.

S)OMBEBEEHAN: HESMAEFHRAERA 1
AL BEEER SE BRITRN, RNERKAREFEEE
HEE BB NABRBEECKT M, XERAEEZFET
4; FEREXSF B HEEEESSF BRI, FE612%
-

6. EAM: MHEL=HAETHARANE2AH#ITZRE
R BRI AR AR 6% R . MR E A
MAF &R K0, RN FER L. fammllffe %5
Ko BABEEEAANLL, BNERELAEE LS HEHAR
KA P R T8 AT

1. FAEERFEEEE: dEEZMAEFHRAERX
J A 52 o B A T B SE 36 HATAR I, A AR
AR Z R, AR 45 R AT B 5L 3 % ] A A U3 R
BN B R A M R A AT

8. il E N r AR Ik A N Tk E A
B A PR & o RO SRR & (iR (&
FEEAEMA 20160061 ), xP4Nk SE BIHATZKE LN,
o 0 £ SR WAZ Ny RO R R R KA & R DAE N A &
AL 2 M 7 R A

-



9. MTAERM: XEL = A TR KA ST R
BRI R E A ARSATIRN, RN EEEE,
W 25 R 3 A e Mk 2] 100%.

COU> RAEA MR SRS X EAF 5

IR AR B A B AR R BT T M A AR 2 S A
WE, NERFE Rty AR dE B AR A A AR A AR
BRI AR AT 5 R W E, 40 2 i J ek dE
ARG SE X E Y [-0.51, 0.37], iR
TR AR AR S R KT 0. 370 ANF-0.51, B4R AE
T, BT 240 B R AR 3 BT T AR A B A N 2 R
S B , R B AT 234 6 Re AR I AR A A
RADFE AR AR ARSATRN, AT EAERESR
FeR ERNBIGTFEE, i E RIS E S 5FHE
o L G B 7 5 BB B A, B CNV 4R, 3 3 XA R ONV
& (#7557 Copy Number Variation, CNV) [X j& # %1%,
GitatrEmEE. BEEE. ZRERURBEHAESE, A

T 3 248 E 123 F| & 5F K.
() BEEFR
HiE ARHZ KA i A . KR RS, AR
M. FAARARENE. ERARENIAT TR, #E T ESM
FAET ZAF & A RRF . A5l KA ARHAT TR
M RBIRBHR, BE T e R AR R AT B
_ fp—



AR BEL AT HEANE, HRE&
. Romts B, DNA HEBeEE K 4 i DU KA R J5
ETICERBER T, 28 HFK1 X 2K, 3K, 4K
o B, AR SR B AR AT A, e AN B E
AL 3T CHRMET A AREHRK 3 K.

KR EMER: BEEL AT WA &, K&
BTWHEAEY, 28 TF0. 2. 4. 6. 8AMABE, K
& W R T AT AT, B AR E R HFIE T W
AR A 64N F

FEAEE R, BES ZHAEHRAE, HAAE
EEFRRERRY, EERFAGET A0 BB R EE THHF
FET. bR EFE 4. 64 8. 10, 12, 140k, XA &
B M b 8 AT SEAT AR, B8 R A B UK B R R 12 K.

A EE . WMES = HETHRAE, HiAAE
THHEETHAEINSET, T 204,50 6 MAER &k
A S Am #EAT AR, 0 A2 AT & TR 7T LR EHF RS M A

ZRREMER BEEL = AT E, KA &
R B R R Ak, sy SR, a4l T
T 5 R R BOA B AR TR R ae A AR AT AR N, A
ZRA S MBS K.

FEARRE M R 2 W E AT AR i 40 R A AR AR R
TR KB AAT TS, # A AR KB R A7 AR A -80C ok

_a



f, RAFETIEF AT 18 AN A, AERBCT AR 5 K.

(7%) I PRIF 2

FIEAELARRFHRBEAEER. PEMHEEES RE
THER. TEENAFHERTER. £HEEKXNFEH
ER. =MAFFE—ER. BXTEYRE RS FiERER
IR s S S m W | N e Tl L B b
THRF R T %, WIEELRA G KA 8. 2a
(N |3 S A N R 7R B O T BN R - R A
(FISH) ; Zut AR dF B (5 R I M A v 2t b 3R 7 7 e R
BRGHT, AR FRTRZE2 . RTAELR
AT BT AL A A R AT BB N Gt R AR A R
AR Fr AR v X He G 7k HEAT AR

AR I AR JE N4 1482 X4 A 3 PJE B Z R,
el 6282 B REREAEA, AU Jo 8 R dE BTN I 1 AR e A
AR 1672 6, P AR BRI IR A A A 4483 . [H HEAE
RPAT T 2H 23 3 LR IE BT 7 % o FISHI G, 3% 381
], FISH I IELE R 5 AREF &R N SR —3, H4, Chrl3,
Chrl6. Chrl8. Chr21 DA Mk Ze 8 IR FE M IndE ] % . Chrl3
(35 ). Chrl16 (36 ). Chr18 (26 ). Chr21 (46 1),
PEREAR (29 4] ); FAERR RRAEACH 1162 14T T BAE, 750
Bl LA E SR, R1T 291 BIRAE PR ELER (g FK
FRIER A0 273 61, £ LW Az A o4 14 6,



HEGRGT 4 B1), BRAEPMERGHEZIFRA ERMNE
R—H.

W@aLxt 381 4| FISH Ho il #4 A By FEEAEAR DL K 291 6l 4%
A A B AR A B A AR R G AT AT, A RN &R R
PEH 100% (95%CT: 99. 00% ~ 100% ), 454 100% (95%CI:
98. 70% ~ 100% ). #t4T Kappa — ZK M3, Kappa=l (P<
0.001), T EARMAFEAE, FAZREA 5 &4m 3T B 7k B
ARG R — B,

A LB T = B A0 09 501 o S 0E 2 PT A A WA AR S AT
e T30 0 e P e FOREL G vt 2 AT AR I PRI B oy B e 0
A 100, 00%(95%CT: 98. 88% ~ 100. 00%) , [H MM E A
100.00% (95%CT: 98.46% ~100.00%) . B T AU KK T
xR AT B AR AR DU B PR AR AR 2 3 SEAT I IE B 4 2, Bt xt
ZARA B AR G AL f N AL AR g o R AR AT AT, IR
HEMNARIELEECRKIES R AR XL A I
REXWMEZEZR, T UOANER” BRNE RN KT,
5E, J I UE B RE AR iR 45 AR R RAE R

I R AT 4 % B T R A T ARIE 2002 4F T4 FAT
Ry (R LR EFAZE ST BRGNS AZ A AT
EAKT 98%, EIIAA, wARE” R EIAE 98%, N
[ LUANZ T kB T e RO B s k. B H, &
BEHETREER 98UE, 7 U P EAn AR A o ) L



kAR, (BFE B R RIIE A, kB 1 6] 3E &
W, BRR[ LAGA D B 52 B BT B AF AR IR IE, ARG R IR I AT R
ORI R,

LR EFTIR, 2 e RO R 3T P 0 s R Ak BEAT
T2EHE, ERRABRERERFEIEREAER. FiFA
FEZS R ETEH P TRUTIE: LTER4EHE
0 10 Fig RALAE . 2l KR B AE 8 e R A 7R R
BT —RELEEMAER, #ERESLEHELN FE
BI (CRRFAETE ML) KENE (RRA D) &R
o, MNENERALSEERLESRERNER (LA
/A BT ) B 3T E L. TG R FOR R B S g
Blm KA &

=\ RS R uEABRR

A “YV/T 0316-2016 E 7Y BN % I 3¢ 77 28
BLF” AR XHZT AT KU A

(—) PP

AP T R K E B )L T AR R A B SRR i Y
TR I 40 B R B AZAEAZ B, (DNA), 33wt A fis 30 9 4
ot DNA #ATH M, D ATRERE R Emii e & FEFEE R E
R, WEGREEHBEERE THEN. R RERT o8
i 35 FRULHTREBINNES, KENTE—F#F
ERERFENES, ZRUERKEEILENRKE; =

_o



R g RRm B4, 2FRIRERRGTEILHAE. £
N A i e B AR AR BT B KA, 3 AR N 2 R R A B
HIWTRE JE R BN, B BIAE N 7 R G T 2 i oy )R B A A
KW RERS . WAESREE, BOBFEE. CEMGEX
e i Y

(Z) KRiPAh

ZRAERNERSZ A KE. HFRARELE.
Rz AHFHERERNDE, R0 LHhEE. ShH
THE. AT SR B R R, k3 B B T
BAR K L, B R A R T AR AR S AR A AR T R KU
BTG R R, ™ BB DRy 0 R R

FHEZEANERAS A (HAER] SRR B Y
My SE I B AF A 3 BB B ORI R T 1 AR R
B AERER]Y & U7 5] 8 ERKEAEfudb AT
SE R IR R

ZRA EERN AR FY RIEEY I, EFTHEE SR
ERETRE THRFABRAGFESRERSTE, F
PCR B#ERBFABRRNBEETELFEREHEELREN
AR Eik, EETEN LR EHATRINEE, BIEARL
AT Z I, FEAR IR BBV B AE.

A BARLMET, %7 45 RAS By B 4 Wi iR
BAE BN, MRRRAE NG Y04 % B AR S Bh A2 TELAR K D 9T AL

_ O



T2 XA\ i 8 1% SUREAT 77 R0 AR U e 7 R T4

(Z) Za-RE K E

WRIEEE . AR R I AE e
AR e, FTZRA B B g Ao F LB %A KU
B A, R R U E T EZRE W, F
HHWRFHAELS T2 AW, EH W ARATE, AKiZ
W & b R g AT,

RE B RHPANIZIRF &N Z AT M, B2 A RIEHA
WA, ETFHEFEREMNGH I, EEZRA &R S
FRIRUTE R
T 2R & A T a AR 35 % KL Bt
HRERIHESE, REXTBR - T HELEHRRTEHE

ZRULHRELNENKIRE; R EE R B
AR RERREEILINAA.

LR BCERET: ZAR &V B+ WA T Z A
& ek Ekm R Rl ZERFo EEFR]L

[E

=R
=R

ST



SEHENL

RWIRITE IR A F = KET BT Rl M, B TAH
FAIE (5 2015168), Wi AWM w HFHF LI
TER, KE CETEREEEELAY (BSR4 % 680
T (RIS WA E M ) (B R 2 & EE
HERA2WI4FE55) FHRENBEREAERENE,
ZERRTNE, BVOETIEM. ¥EALELZS & EWEE 4
GEEED 10 Fim KA. A3 R F 231 5 Ik Rk
YR T —RIE S R AT, B E A B AR
5% S (AR AN AR PR D) KA NG (A3 70 A0 [ )
EREN, MANFHNRERSERER S 2mERIER (Z
AT/ W R ) BT, 2T AR TR Y B
AR Al KA E

2019 12 A 02 B

FrfE: PR



FEARFE A AT A R AR R A Al R & G ARI )
AIRE

| O Ry

R AAFR: WEAARE TG (R SR B AR AR B (e SR
[Erir]

50 AN/ &
[HU A ]

AR T A AR B ) Lk A mp AR A 4 5% TS e ) B VS0 7 J2 00 L P I S A% R A R
(DNA), JEREXIEAGE S 40K DNA BEATATIN, 23 A IRNG e (o f R A7 AE AR A A
S B R A W R R R RN, A i P AR I 5 SR o AR tad T 2 itk A
% 35 % I UL BT IR E B LI R s SRR B AR R e I B =k B
WERUENRE; =R EESRR =B, A ek ) LkE.

Gt R R A AR fe AN Y AR B AN Ge B K B I N Bk D, SR IR b 5 LI G
RS H S H o UVE 2 USRS I G T 25 2 R AR G R AR R e, S W IR IR AN &
M7 B Al SRR I = H A R S il 38 S R AR AN T G G R S 5 i S A

(Preimplantation Genetic Testing for Aneuploidies, PGT-A) A AR/ NG R H 534 1
RSG, /0 BRIAE N 58 R RE TS s SRR R I, SR SZIR e H AR BRI S o IR R LI e
AR AR ARG M BRI FE I R AL 428 FAR (Fluorescence In Situ Hybridization, FISH),
Tk 371) Bl 5 35 PR 4. 438 152 K (Comparative Genomic Hybridization, Array-CGH), BA% R £ 4
P AR AR (Single Nucleotide Polymorphism, SNP-Array ).

R g RAPESZE, A BIVE ISR, A7 S AN T 95 DUBOR g Al o

O a3 ]

A &R FH A B A R DR 2 S BRI ZE IR G SRS R4t AT 97 48, P =
S I BR8P AT A R AL, SR A AT B X e AT
ST, FIWTIE AR & R ARLE Gy (AR IR B AR AR S

XFFENRIIRIGREAT IS4, SR ARA IR IR SR AL B 514 PCR A S A 4 AT 45k
PRI 1G, Ry 3= REHLIT Iy 200bp 247 /) DNA J7 Bt 7E DNA J Besm i il 7 4%
Sk, AR SO o I T SR S 8 E B AR ) DAB600 ik PRl A3 EE AT 4k R 2
e, MU AEDAE B 2 B I P S5 SR AT 70 A, 45 B IR BB SR G (o fh A RUF 518
A RBUT PV B 5 528 50408 R PO R AR P SV BCRE M EE, iz b &, ek
AW =R S AR IS, W2 e AT WA SR B O, S G i (A R



TR S ARG o

[ EH R 5]
B A% HE R 5
B WERR AN . LA, BERRAE Y. &b
20 o $E B P 310/ 1% ;
i
B SRPREEETR. L TRINAR. T
I Pl A P 310/ 1%
73K
MR, o RO, S4es. —
Y1 ff S i i 20/ 14
T 75 bk P A
B SALEE. SN, =RHFREREFRE.
TP 38 2% it 300/ 1%
T 75 W i
DNA k&, =W EERERR. 4%
T 1 fi 20uL/%E 14
VU2 R SALER. B 5 bl B A H v
2% iR 1.5mL/% 1% SRR, SRR, R IRPER
DNA k&, 4 &I, S4us. —
i 60L/ & 1%
T 5 b R0 v
SRR, S, S
Fr BALZE R 120/ 1%
fi 100, IyEAEH
FrBoAkl. R 2mg. SAuEr.
B AL 120/ 1%
TR A H
2 b R NG PR 300/ 1% LN 4R
SRR E I . AR, AR RPEEE
ARIBEEI | 550pL /& 18 ‘
JIRRE A A = IR . =R IR I E A B
KRB EM. ZRHREER K. 0%
Rimle = M 27/ 1% R, EALER. —HRRFERE. Hih. %
T L IR T
=RRHILE AR, I 2B, Fik
DNA 21 S5/ 1%
L AR VEREANH
BRI 275/ 1% =S, EALEE. R RPERE




ES IR kS HE WL 5
FERPEE A R = T IR

SRR A PR R (pH 8.9). BRI

R AL - B, BRIREE. —BERRIN BT . DNA

K4, GB-D M #E 4. DNA K&l

IR
P I——— i SN, SULEE FMEAEA. BAR
PR =R . AL IRIT 5

P1 %k 60L/ & 1% BT T Y
RSk 1 8L/ 1% B RIT
Sk 2 8L/E 18 HLH T
RSk 3 8L/ 1% B RIT )
RSk 4 8LL/E 18 HLH T
RSBk 5 8L/ 158 HEHRITY
RSk 6 8L/ 1% HL R T 5
RSk 7 SLL/E 1% HEHRITY
RSk 8 8L/ 1% HL R T 5
RSBk 9 SLL/E 1% HEHRITY
RSk 10 8L/ 1% HL R T 5
RS Rk 11 8L/ 1% HL R T 5
RSBk 12 8L/ 1% HEHRITY
Re MRk 13 8L/ 1% HL R T 5
Re SRk 14 8L/ 1% HEHRITY
Rk 15 8L/ 1% FL R 5
Rp Bk 16 8L/ 1% HEHRITY
Rp Sk 17 8L/ 1% HEHRITY
e PRk 18 8L/ 1% FL R 5
RSBk 19 8L/ 1% HEHRITY
RS Mk 20 8L/ 18 TR T




B KA = WRFNH 5
Rk 21 8L/ 1% FZEHR TS
ek 22 8L/ 1% FEHRT Y
ek 23 8L/ 1% FEHRT Y
Rk 24 8L/ 1% FEHR TS
W vERzk 25 8L/ 1% FEHRT Y
DNA ¥t 1.9mL/% 4% LNV 2R . =52 Lo 3 F gt
A4 DNase.RNase 1 H A% R lG 1) 5 5 1
ToAZ R Bl 7K 1.9mL/% 2%
4li 7K
KRR . BRECOKE. WE=8. R
DNA 2fifb fi 2k 21mL/AE 1R
% 6000, S4bEN
PGS B i 45 b 1 2uL /% 1% 21 S tafk =Ry
PGS B 5 45 i 2 2L/ 1% XO Gtk 35 4 i
PGS BHM: 5% i 2L/ 1% Pett AR IR B4 i
VE: ASEREK AT G S A5 SO AN AT B e R .
H &l A -

1. oK CEE Grirat)
2. SO AR & (g e 5L 57 5 A R 22 ] - Qubit dsSDNAHS Assay kit, 1%5 Q32854)
3. M R PEE ARG CRR@ED MR EMBE AR GIRA R, & RIEIES:
B %% 201600615 )
[ A7 2% 10 S A7 2500
DNA 2L REERAE A7 T 2~8°C s HRPTAA KA AR T-2045°C; kA EA RN 6 M H .
FHRRENIN 5 M A, RE GRS 12 W, B4k RS, DNA 4ifk fizk
IBHIR B KRR B R 2~8°C, HAR A BRI Ml BT A IR ER N-2045C, i
AR 5 Ko
A= H AN S 8 H B LA R R 2
(GEFEENE) |
BERIMFAL, A5 DA8600.
[REAZEK]
L FEARRAY:



http://www.baidu.com/link?url=Rg5TsWpybdK9QskoeJHpACHkEJABFzyp0nwoV4LT7eLHKa6g6JIBk0MjZCN91U7fegcGpzPiWchrri7rPkqcEK

RHGAR SN ZREEE TR 250 3~6 R, KB RREMIM, WRIMELTRZ 0B 20 5 AN fE M fs
KIREA .
2. FEARRAR:

i HEHES R Ay 52 Ao ZE R SR R AT IR, L 4 L 1PBS (A5 Ca?*\ Mg?*)
e 30, JHCE T 0.2mL (1) PCR &, {ARUANEEL 2.5uL.
3. RIS 1Bk

1) RAFUKEH, S A 3k, i, FHFEFRBAEHS (T,

2) REEMMPFEARLORAET-80°C UK, CRAFIS [RIANE T 18 M, VRELIREAE T 5
e

| @OEWIRES |

1. P2 4= LRI ZH 0
1.1 AR

1) MUKFE B FEAS J5 K25 AR A Y 0.2mL PCR 8 48 7 2500 10 5, JlE Tk |
FERAT AL A 0.2mL PCR A H KON N & iR, el 5 8, RS, HE
OHUIGEESC 10 Fp, B BEA 757 b IC ] i .«

oy REIAR (uL)
2N AE A X (X<2.5)
RS (T 5-X
M R AR G2 4.8
21 0 25 o ity 0.2
B F S 10
2) B PCR AU MNAR T, 2T Sf AT F

52 i i ]

75C 10min

1 95°C 4min

25C ey

1.2 Fiy 1
1) M\ PCR A B e B4 RAFEAR, ZiRBCE, KM FRAPEAF], Wie 5 7,
{EEWIRS), FEOHURE R 10 7, (EE BRI T F I B .

Moy SRR (Ul
AR 5 HIREA 10
UE i 4.8
T G 0.2




SR F S 15
2) WE PCRACK AR, &M T f kT g

BN W i 1]

1 95°C 2min
95°C 155
15°C 50s
25°C 40s

12
35°C 30s
65°C 40s
75°C 40s

1 4°C TRAF

1.3 ey 1
1) M PCR { R ERH e S EE IRREAS, OB T 0K L, AR R AR k), e 5 7,
(IR S), B ORISR0 10 7, (B EIC B Bk .

sl SRBHERL (uL)
Ty WA 15
U 25
3 il 0.8
PR YN 34.2
SRV FR i 75
2) B PCR AU NIRRT, Fl N AT I 6 -
st R e 1]
1 95°C 2min
95C 15s
14 65°C 1min
75°C 1min
' 4c (R4

1.4 §3gr=aift

1) By Ha = YR 3 1.5mL 1) EP B b, IR uifE]iE &) DNA 20462k 10 X, [A) EP
BN DNA 4ifbfii®k: 112uL. BAIJE, IR 5 4.

2) 44 EP B NMEI B FL A, FRREBRR I 58 4, WSS, TRHATR, TR
ANEEWR B R (AT SuL VWD, EP & BITERL i .



3) ZMREL 300uL 70%11) LEE T EP & rh, #i20Es) EP M, (ERIBRTEE B LR ).
WS, VERANEIR BRI, 700% BN KAL)

HEZ LD,

5)HUR EP &, FBOHLEG 5. K EP B H YR NS LR, ek b 52
SJE, BRI BRI, ERERE DR R . K EP AT, I 3 k.

TERTFI: Byt 200 SRR TR B, W BRI VR AR A 25 AT 1] 5 3B S ok B
RERET1E, WEERTIRIG ROTCKET, WA RECE UGG 8 55, R RIkAT T selodk
=

6) WX 33uL DNA VR T EP N, WRETVRSIEREER B iR e 5] 10 #b, fIiE 25
O 5F, AT IR, SR& S 8. W ARBREEIR, EEAAEE R TS
BE L, ks RE b, REAEOE, RELTEIK.

7) B EP B AL ISR EFLE, FFMABRI IR e 4, WREIE LSS, R
T HAR RN g 510 EP B, FERASREM B Rk -
1.5 J b e &

i H Qubit Z kit E R .
2. FE[RZH DNA H Btk

2.1 DNA J Bt
1) K DNA F BALEERE B 550 3s, JETUKE L, 7F 1.5mL (1) EP & il Mk & .
Hoy SRR (L)
AL 5 ) DNA FEA X (300ng)
Fr BAL G v 2
ToA% IR ME 7K 16-X
Jr BB 2
RN AA 7 20
2) ¥ EP i ErEEIE A @i 37°C b 25min. M EEHE A SpL &k v 2%
MWL

2.2 [y BAbJE 1 DNA 4iifl

1) e e TR A) BUAEINE ) DNA 46 EER 10 X, W] EP &+ i\ DNA 4ifbREEk: 37.5uL.
RAJE, BN 5 Bl

2) ¥ EP EHEANME IR E LR, FPRABRTH 58 A, IETRREE 5 IR, TR
ANER Bk (] B2 SuL WD, EP A ETERL IR b

3) WLHL 300pL 70%[ 1 T-EP &, 2EJes) EP EWNIE, MRS RE F R, W
VA, RN B WAk



HEE D,

5) BN EP &, BSLHLEO 5 AP, ¥ EP R UGEARI AR E LR, FRREERR M 5T 4
ZJE, FIRHUA N Tk BRI, TR BE ERREA R . B EP R RRATOR, B 3 b,

TERFRI: BT I 200 W SRR TR B, W BRI VR K 2 ST IR s B S i B
A RE T, BRI R TOK BT WG RSO U 6 18 5, IRz RIBEAT T AP stk
(=

6) WHX 33uL DNA Belliyi T~ EP &N, WRITIR I REEk B B BUR e S) 10 70, GRS
05 R, EEIRIRN 5 4. R FTRRR IR, RN B BE I, AR
ERE L, BRBRASNEOE, HRALTER.

7) K EP EARAML ISR E LR, fRHAA I e 4, WUREIE LSS, RS RO
T H ARG 5 1 EP v, FERASRE B REER .
3. ST PR
3.1 SEEHTAEA

1) TR TAEGNMEAMT, K 30 2%k, JRMAIEEAMT, FTFFRWL, @R 10 58k,

2) HUH 4°CIRAEY DNA 2ifbfizk, =IR-F 30 734

3) M-20°CUKAR P ECE DNA, AZ0 HADsK &5 5 W R FE i ID. DNA S50 S 7 ficss
SFER IR IR T, OTE IR G B TR B IRE, R LS

4) FiL il 70%I1) LA o
32 Kiie s

1) 4 A B 4T3 BT UK RV

2) #E—A> LML EP &, MUl N RAEE PRI, GRIEIRS 58, MR,
B HURIR B OHED, E BEA 55 T JC I B0

Aoy FANALN AN

DNA 30
Al R Gt 10
Az 05
(YN 9.5
FANALY P58 50

3) ¥ EP EE T E IR 30 7457

4) e B ETR 5] DNA i Bk 10 I, 4% 1. 1IRR (R RBARRED, A DNA
AifbRizk:  SOuL. JRAIE, =R 5 SRR,

5) Kt EP EHEAML AL FLEL, FRREER N 58 A TR S LR K LIS R R 5 —
HIRLAR 5 [T 1) EP .

FEHED: B LIE R B, TR S, EFEARE .



6) 4% 1: 0.5 AR (R MNAARAIE) A 25uL DNA Zif0RiEk, W8 4] sk im it
BT, AR B R A BEA 35 7 L VR A REBR IS A1 o BOIE TR R, i 82 5 i, ]
AR B IR R ER IS S 0 A, AR TR RE b, BRSO BURIEES O, kT
Ko

7) ¥ EP BRI B FLE, FRRIBRTR A 58 4, WG S, TR, TR
RNE Rk (AT B2 SuL D), EP S RIERI 4R .

8) WLHX 300pL 70%I[KI L/ T EP &, RiTes) EP E W, MHIERIEERE LREE. MR
VR, R RN BBk

9) BH L.

10) BUF EP 5, FHEOHLE L 5 B ¥ BP B FRE NBE T 2L AL, FRREERTR P 58
D)5, PR R, SR LA R . K EP B EATIT, 05 3 HrEh.

TR Wi 20 W SRR TR, R BRI VR A K 2 ST 15 38 S bk
I RETE, WEER TR R TCKET, WA RECE A S 8 5, o RkAT T stk
.

11) WRHL 33uL DNA Pt 1 EP & A, WIS RESR BB BUREIR S 10 7, IS
05, FIRRLE 5. W TR REIEIR, TR AR BB EE B, R A3
EEE L, BRBAIEOE, MRELTER.

12) % EP B ANBL B E LR, AFHIERTN 584, WIS Z fG R
VT IO R 5 1) EP B R, T R BETR BIRERE -

3.3 DNA JyBORu ik

1) FHEELE RN E T UK L

2) #u%—A> L5MLEP %, MR FRIEE R RGN, aliE 5 7, MRS, 4
O HURIE B O 8Fp, f8EBEAN 35 T JC I B0

FERHEI: IMARR RS, X NARERS SRR —ANE %, SRRk

8] 58 X5 5% o

Hoy SRR (L)
S 3 DNA 32
ToA% BRI K 10
R 5
DNA £ 1

P1 £k 1
Rtk X 1
ISR 5 50

3) K EP B E T IR 20 734



4) R % 1:1.5 RBUIN 75uL DNA BEER, WRFTIR ST BRI e iR &), (Gl O
PR BERN 55 F W0 AR A ER Y 51 0 BE VA W SR S RE 6 43, IR vy et A SR A el
RIS A, A WARTREIE RE I, R AN RO B B, A AL T R

5) K EP B NWL BRI ILE, FriiBRIR I a4, WIRREIEZE, WEEW, TR
NI Bk, EP B HERI%E .

6) WHL 300uL 70%M1) LI T EP &, HEHEs) EP & — B, EMAsR/EERE L5, s
VAR, R RN B Rk

7EE P,

8) Pl B AR, K BEA T BRI . o EP BRI REAL A FLEL, FRREERIR Y e 4
FAHS WA IR 2 V5 o

9) =ik 3408, R OmA R,

TERHEI: TN A0% SR REER TIRARE, WREERI @ e K s ST 0] Bk S Rk
I RETE, WEER TR R TCKET, WA RECE A S 8 5, o RkAT T stk
.

10) ML 16uL DNA Weflii: M EP HREEk—MINAN , FREER P NE R ARG R BT
KRR IR 21 R, IR 5 44

11) ¥ EP EHEANBL B EFLE, FPREBRTRIH e 4, WIRCREIEZ G, HBR AR
VRV B R i S K PCR &, 1 A REIR B RERE -

3.4 PCR ¥ 1 DNA B

1) ¥ PCR #H G & T vk L7

2) HR 4 N RAE PCRAF R VIR, Rk 51, MEHIRS, B ALK
CBORD, R BEAN G F_E TC I SR

Py SRR (UL
B (1) DNA 15
PCR MR 47.5
PCR 55 2.5
RN A 7 65

3) ¥ PCR & N\ PCR 433% LA R 2 AF k47 S o
72°C, 20 43%k; 95°C, 54¢%h; (95°C 15 ), 62°C 15%F, 70°C 1 404> 10 MEH; 70°C,
5735 4CL-AE

4) RPEFEFEMER 1.5mL EP &, FWIFHAIS S, PCR 4R 25, BTN PCRE, &
0 2%, ¥ PCR & HRE SRS BN N4 5 1) EP B .



5) #% 1 1:1.5 AR I 97.5uL DNA AL Bk, AT IR 5 s e iR &), ARl &0
P BE N 5 1 L K000 (R ERIY 50 3 BEE VRV IR SR 5 4h, U TR) AT AR R A
BRISI AT, AR R E R B, RSB OEBICEE O, AL TE K.

6) K EP EHm AWML /J R IVEFLE, FrREER N 58 4, WG I, IR, R
RNEFIGER, EP & HEIER I,

7)WRHL 300pL 70%01) LEET-EP %, BR/ATEs) EP S, MHIERIEERE LREE).
R, 1 RN LR SRR

8) HE L—.

9) BUF EP 4, JRNES LML 1000rpm B0y 1 208, K EP B EUIE N BE LI ZE M FLE,
REREERT P 5 22 5, FH 10 B 20l S8R SR BT, 1E RV BE EANREA R .
EP B 4T HF, W3 73 fh.

TR Wi 20 W SRR TR, R BRI VR A K 2 ST 15 38 S bk
R, WEERT RS R TOK BT, AR RO BRI E 6, JFILRIREAT T A SR
k.

10) W HL 22pL DNA Yt 1~ EP &, FHRS AR I F TV &) B e v 21 10 Ab 454 N d 2k
HE, & R, GEEL 5 AR R BT Rk, =IEACE 5 4, MR ERR
PRER, TERANEROR A ERE |, AR E R B, RRAZIEOE, (SRR TE
Ji%o

11) ¥ EP B AR IZEME LR, (FRIERN e 4, WG S, MBI
VT IO R S 1) EP R, RN BRI BIREEE -

12) K R UF I SCPERE R B A7 T 4 CUKFER, SR SCPE e &L,

4. R

41 H Qubit ot THEEAT ST E =
5. EHLIF?

5.1 SCPERRE: MRS Qubit RrilZi R, HFEABATMRES] 100pM, W RS E=Qubit ¥
*107/660/300
5.2 SRR G MR IIFEA LI B REA SpbL SRR &, TERIRSFEAR IR R LA

5.3 HEFFEL SuL (RS SCEEREAR AT ENLIT, MR S Rl A& GRS #i1E
VOB AT HRAE

#3E: 100pM HX 8uL 1 FALE g AE R, ATARHE I A B AR AT RO

6. bR

6.1 PGS RHIES % i 1:



LA PGS PR B2 1 AR et il # IR @ B AT R I, A 45 R By 21 =44
FEA .
6.2 PGS P fi4% dh 2:

LA PGS PR BTl 2 VR et b, 4 M) & il I g AT Rl Al 45 R Sh XO #
Ao
6.3 PGS P i 4% i -

LA PGS BT % it AR, 42 HRAGR) S 10 W Pt AT A, Al 4 SR R g B 4

LA E 6.1, 6.2, 6.3 7 ZEFIHE, 5 0FHEER LR,

B PGS B/RH A £ fh4eid A BL K04 3 5, HL 300ng 4734 =447 DNA Fr Bedb,
Pl 4 5 AT F-20°CARAE 6 AN H, ASERALY 185 105 7% 5 DNA AT 2 5.
7. &R

R FH IV G € A = B A A DK 2 W 38 G AT 250 o0, A5 BRI P R AR g 2R e
VKI5 T4 (Copy Number Variation, f&Fx CNV) ¥, R4ES7 XA 155 0 H #1745
FIWT .

JVR I RE N T G o = B A5 A I Kt 7 17 B R G R (VL. OO BRST Sl E I IE F5 4 5«
I F 1 Wi 3 225 (X T

PR 764 % (Circular Binary Segmentation, CBS) 53k & — i Fi 1942 UL K48 5+ (Copy
Number- Variation, CNV) Al 1975 %o AEATTEEA, AdF PO ARV R e Je Ak 1) 3% DUEE
(CNV f8) R EAFTERE 78 ARFIER A CNV B S56 ) A5 M RE AR5 225 50 5 Hh I F
WREAR A 3 200 1R FH AR S0 240 151 1E 5 241 B 2 38 25 SR kA7 A0
SR FE
1.2 K0 e i

K HI 240 Bl 5E IEH R AR A 225 e, TR B R A i 5 4 5 42 DNA 45
BN PIBREE P51 5 N ST DR AR 7 AT EOGE, B I PP 3145 (0 4 2R 8 P S FE e fk B 1Y
YN E . BBRRER . ZUCHRCAIIESE 2 VTR R e ik b BREE 51, fff Rl 5 25000 frg e
B MR UL R A SRS P 470 5 7 RO M o T J R AN G 8 A1) 43 i 200k BOR /NI B 1, 3
ifi v 5 AR 200kb & 1 A5 B A — VLR FI%CH e 2 2% 50 PE i AN o 10 I EUiE

BT 7 AR S AR — € 1) GC il 1%, Fxt GC & &EfmzE i TIRIE, HIEHAHET
JBEERI GC FEXN A GC %L TAUE IR GC iz, BB N REdl NN
200kb Jr B/ H, i oh SRR XN Qe iR 7 A1 GC & & RIS GC & &,
L 0.1% B, Xof et A 438 1) B 11 P 250 e 5MAN BT A A [F] GC & 21 TP
B, Hoh 2R A P A H . GC &N 0 FIE [, A XFEEAS GC £ & ot 8L &

Mgy —MEW = g, B JE R A B 3 LA N AR R DU TE oS BB B 7 B



H.
2.2 Hu e

i AT G0 234 BIBHVEREASFIBAVEREAS, BT SR PP R Geb AT R, = ZEisid
ST RV AR G R AR T S FETH AR T AL H S S5 R b o R e R I
A I LLERD CNV M, Sk & i AL AT Qe (R 8 H R BAAAE R, il ANF CNV
H X FRIRIS, Goit o BB BBHER . BRI, R HiE S HEm
JaHE9[-0.51, 0.37], etk ARBAE AR 2% XN KT 037, /NT-0.51.

RN 2 AT G A1) CNV T

TR,
RR;

CNV; = log;
i et fkdn s
TR;: RMFEAZ S5 B G R | 1P 515 H
RR;: ZEHHREE T A IS B gtk i 1755 H
3.l FHE i E
xS 30 B AFEK A ] CRARER S ELBI Dy 30%) HI4HMIFEAAN 30 151 B VE4H P FE A
) CNV E 3 AT vk 20, AT H £E 7% FEHR 73 ISk I 4 (AR =441 CNV 2518 (1 il 7t
fHYEHIA[0.20, 0.37], Fefafk AR CNV HUE BlG FHE TG H A [-0.51, -0.23] .
[ 46485 I A
1o Ay R M, PR AR BORE I AR TR % A I B A Bl gl 545, TRk R
FE, DT R IGAEAS, 75 BRI AL 45 & HAR AR AR e 2 AN -
2. BRTIUREA 2R YLt iR 1) CNV BUE > 0.37 k% <-0.51, NHR/RIZFEAGIEZY A
IRAERAEAR, ANEEN. & RIAM T etk IEE , 72 R FARIG PRIBAE AT % B 50 T oy
YD
[ 56 77 V1 =y PR A
1. AR E R TR IMZ .
2. AW EARERM AT, SR, 205 A0S A G € A F s 18 in sl A 1) 57
3. AR S ARG AR Ty A BIAL S G ik R
4 ARG A R IR AE N FT G (AR SR B AR BRI, AN 2047 VR fi B R DR B A% s 1)
R
5. HHTASRA G i G B Qe ik e R — B AT RS, IRIMIGFEAEIRE IR, K
TR SIS AN S, SR AR IE R I IRAG AT DU, AT DR SE R ARG, 7E¥
A AR IR IRIE AT LR B DL R, SR 2 R IG 75 G R 2R AR 45 & ARG R TR A 2R 47 4
H,
6. Mt gE BALALIG R 2%, AR B SR A I PRAE N (4 5 A8 4R -

S
He
S
He



7. ARA AR S B SRS S, T U R
QR ERE R |

O | 5 -8 g UL i R P N P | i 2T e N R R b ot o S BN ES P e e SO
FEARRRIE S kil 755 % 100%.

2. PR AR TR B AR INAT & 3 AR B T I R M AR BET 1 ks Ve (A
E X 22 i M R E E 225 ), 75 & AR S PR REFR R -

3. BIMERT & ABUREN T B AR B MR A U 5 R I, A E R 250 T B
S A, 545 % 100%.

4. BRAERFFEE ARG 3000Hk & IR A A REAAS tH A5 5 300604 L, AR 70%
E PR R 2] 60% L L, AR E XS P SRS A, 77 & iZdE s
5. Bl ARG T8 R 225 W R A SO AT M, BRI
ERMET 4%, FEHEZRSH GRS R0 2% MG, FF 5 2R hr.

6. EEME: A —HREAGRAT ZRE R L0, TR = IR0 45 IR A i 2 A B A5 1A BH
PERFE . R E SR &2, PIERFE R, REHRTaR. BdhEmmlr k.
7. ARSI IR B 20 S AE P AN A S 06 S AT AN, ANTR] SLE6 5 AT ARG 45 2R 157 i
AR S AT RE FR AR

8. e B PGB AR ARG AL P T A i AR ORI 3 A B 2 =) A 7 e e
SBGE GG GRS (RRBIES: B 20160061 5) BEATRN, Al 25 R 7]
T AR B TR BE K

9. MRS AT 57 G R AR AR, S ARG AR A, R S
L F] 100%.

10. IS 115 -

e R0 o B8 R iR 58 150 1T BRI AN NG vh IR AR 250 5R B A k) S R0 G b 0T EL e
UEJT AT R I o G B A B 5 4 B 1k b R B BGHIE 75 75 9 R R AT 22 28 (FISH) s St fis
AERE AR Bk S hn RS LIS IE T VR Jy e O AZ L I3 M, B4 7= B2 W SE /K AL Y 0 ML IR
P SR BT R AL L Y AR ST

A ER ARG IEAH 52 1 2590 X AFArd NE 1) 32 1 R 2E, Hirh 1482 XSzl # R
N FETE RGN, TE 1482 XF 521X RN 6282 BIERAFEA A, AL H G oA 4 5 AR BH 14
1672 fil, Bt ARAR AL AR 914 4483 il BHIEFEA FISH B0l 38145, FISH JAESS R 5 4K

FIGATIN AR — 20, FATEREARE DT 2R R i B 25 2 291 B, A e M 85 R 5 ARG



W55 R — 5 18IS 32 30 AR AR 2L 73 M7, 2RI AR I RIS (152 108 R iR Re A
PR ISP L A B CLRAERE A OG5 7 45 A R 28 S S5 BT R
5 EARAEX BETEAM L, AR SR R fif e A4 B A5 AR i R BPE N 100% (95%Cl:
99.00%-100%), 5144 100% (95%Cl: 98.70%-100%), #EMiTEA 100% (95%Cl:
99.43%-100% ) A< X7 G U R A e €00 A Sl 38 A5 AR O B PEINEL - 100.00% (95%Cl -
98.88%-100.00%), BH I Fiili{E A 100.00%(95%Cl: 98.46%-100.00%); #47 Kappa —=PEH:
%, Kappa{f=1 (P<<0.00D), R/nA &S eArHEn IIERA R Al — k.
CE= =)
1. A REALAUFAZE, SREREACR BRI TE M, BRI .
2. AuGIN A RVEEH, JF BT MR — IR R, LB RIS 3L,
3. AR A AR T ) T R A TR Sk R LA FH o DS R s
4. SN AL ZBAT TV IR I, AR AL IR U R A, PRSI I R AR O XHEAT, SRR
BRI BB Bl L ORI &, & XS B B AN REZE A
5. fZEORBATHI I, WFE. TER. RIS IR R G E ZAHRHE -
6. VHLEA RO AL At
7. A5 P AR R T A B A B R VR R A R S A AR B A R e R DU, 7538008 (N
A B A T AR M G 1 PEAC B 50D
8. IR LA BRI 5, NS BE B AL B, RN 2R G 25 Fls RAR AL BEAE 1Y
NG .
UhRiR B feRe 1

"
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