IS 0SZ1900093

FMZEmGT - R R S

FEm X AR FRRREARTR B FIEREES
WM E (FEFENFE)

FREERH]: = 6840

HiE AN &R 7N IUREFSBMARAHE

—/ 7I. Farlas
HRAMLEBEER

B= 7 s U AR B I el



B X

B 1)< OO 3
o B A B AR e 3
T B E ATE T oot 3
Ty ETIEHIAE e 3
T OO 4
0 PRI s 4
S MERETF T E oot 7
T P 1 G < I - NS 13
BTN B Moo 17



HEAER

—. FHIFEAGR

7 N VLR B2 97 23 A% A PR ]

=\ HIFAER

AN Tk 5 2 47 218 5 A M4 K [ A3 4% 101 g

=, Eh

HIE A HAE: N Tk [ B AT 218 S AN A K IE
B3 B 201 2 71; A3 £ 101 £ 77

TG A A AL M B ORI R X 3 A
LB 65, 154 401-408 F; 2 5 15, 4%



7= i B PR

(—) P EEHRES

1R & E B4 RS

%5 A4 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 T 3 B 200l x 1%
6 PEZAR 1.5mL x 1 4
7 e 60pL x 1 &
8 Fr BAG S 120pL x 145
9 F B A 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 60LL x 1%
18 FE RSk 1 SLL x 1 %
19 RSk 2 SLL x 1 %
20 HE RSk 3 SLL x 1 %
21 HE RSk 4 SLL x 1 %
22 RS S SLL x 1 %
23 e Sk 6 8L x 14
24 RSk T SLL x 1 %
25 RSk 8 SpL x 1 &




5 A 4 HE

26 Rtk 9 8L x 1 %
27 5Pk 10 SLL x 1 %
28 B Rt 3k 11 8L x 1 %
29 P R4 3k 12 8L x 1 %
30 Froebe ok 13 L x 1 %
31 Rtk 14 8L x 1 %
32 Rtk 15 8L x 1 %
33 Rtk 16 L x 1 &
34 Rtk 17 L x 1 &
35 Fror RSk 18 L < 1 %
36 e L 19 SpL x 1 4
37 e S 2L 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 R Sk 25 SLL x 1 %
43 DNA 3 Jii & 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 B AR R A o TR LU

o) ERBAE

AR BT R AR E B )L AR RS B R i Y
TR 5% 2 20 J0 0 FR B2 HEAZ B (DNA), 3 3 7o AR i &1 0 4
B DNA SEATA U, D ATIERE R BRRE E R EFEEREE
FR, WG R E A RIBTIR R TN, AT R RO A 2

/

_5_



M F
R RERTaMaE 35 R T RE RN E
H RERTR—THEEREBRRENEL, Z KU LK
TRIINMENERAE; Z RN LERRTEH;, 2FALEERK
FEE LA,
Wl RS, FEBIENFHDORIE, K& HEF
T8 AL 09 m
(=) P EEIE
50 At/ &
IO 7= e ey R 2
PR & AR 40 B FE R AL 3 R 3 AN AR
FE Jis SR A% o 2 R HEAT 9738, AR R R E 7 BOR XY
B AT 2 R E AN T, it A YE BRI F & R
THES, HBEIER EFEREREEGERRE.
XTI e AT EASY, R E 6 I B R
PCR A E W4T 2R EAY B, Wy 8 Wil
W & 200bp £ Ay DNA R Bt, 78 DNA R BX s m B0 )7 8 5K
My Fp SO . AR T AR E R E T EOR Y DA8600
FE W AT RZEEAN T, AR £ B F )7
HERBATHN, FEIREREGFAREKRLNAITIRE,
HEARTIHES S %ﬁ%ﬁ*ﬁﬁ*@%ﬁﬂﬁgﬁ

i, HZIERE, MZEERT A I KR EEL,;
_6_



Z AT, 7 B iR o W O R Bk, SRILAT R
AR B T By Rl

= IGFRETH SR E

(—) FEEMH

1 £ F R Ry

RN EETERM R RN, Ty, §
BEE. BB, RomfS A EE. DNA EH:EF. PCR BRIREK.
PCR 51 #iB& . Pl KR RMEH L 1-25 48 & 5,
X L AR O SN 7 AR AR, R R A0 R B R B4R
#, FEHEASBEERERERE. FIHEANEZEREMH
AT T RN B, BRI, F R E e EA
HEHE, HETEZEMBREZRIFERT 6.

2. ANk S o o i 1R B R

W SFEREEREST B AESH . KoK SF
. BEEESSE R, MESER 18 0, THZMHEE
WA BRI A A AR AL, S | S, R EEHE
RAEBEE R AAERA R, SRS Tm o, cEA
A [B] Je AR LR A ARG ) 4 B A R AR AL B 3K
WEESSF 0 10, & YH AR .

FraEdse w2 0 P BT aE A 1 P B4 L i,
TAR N AR XA AR T B s B R B4R e
RERAE BRI A AR (21 Z4KFn X0) 4 ak; [k

_7_
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J 35 A P Rt R AE A R I I A A AR AL

(2D EFETERRMAERFT

HE AR I A P R N T AT R AR R B, xt
KBRS A A i me . Ty Hoe. ¥ e, FRMAml. K
st £ 0. HPEEE. PCR BEFHATIH U AR, BEzhaett
R foE = T2HR, M2 T RENEFIZLMRNAKZR.

(=) ke vrl

SR R R A AR R AR BRI AT SR R
FARMELAFEE. FIHMAEE. HERTEE. HHFER
#H. BEAEM. FARERFEEHATE. SRENT BN B
iE. AT .

1 e REREREESNE SR ELE A F
WA &R A 13 0 R e dr BRI AR AT, &
M 25 R R WA gt iR I BRI A 100%; A E RS
&b i A B ERREESF B, fFEe R 100%.

2. WBRABMEEBRMNFER: R m AR AN EL
Wy R LT T At AR AR A R B XS & ik
KMEESE BN, FE L.

3. AMANAASE: NHEL=ZMETHKANERXA 10
PR AR AT, AR EERZH AR &K 100%;
RAEXSH RS NHESE BRI, F46F 100%,

4. FAERBRMNBERE: NELE A FHRAERA 6

_ g —



R AFARBATRIM, BWERZA 30%5% 6 0 % &5
RIFAHRIKLE 300 E; T0hk AT EF AR 60%A £ £
RAEXSH &S NREERSE BRI, FE12817.

5. BREEEHLN: HHELZHEFHRANERA 1
AL BEEEFSE RHITRN, RNERKAHEFEESR
HEE BN ABRBEECRT M, XEAEEZ KT
4 EREXSF B WHEERSSF BRI, FE614%
7.

6. EAM: HEL=HAETHRAANG2AHITZRE
R BRI AR AR 6 % 2. MR EEA
MAF &3 Kk, AERMNFER L. SemmllfFe %%
. RABEEEFHANLLE, wNERELAELEHHZHAR
SR B P R 28 AT

7. AEERFEAAEE: NELSE = AT HRFER
F A 52 i o B AN AT B 236 F HATAR, A A
AR Z R, AR 5 R SR WA A (RS2 B % ] A M A U 3 0 R
BN B R A P RS AT

8. B ENFEERN NIIE: ) MNT L5 EN
B A PR & e RO 3R R & (S RiE ) (&
FEEAEMA 20160061 ), xP4Nk SE BHATZRKELZAN,
o 0 5 R A WAZ N R R 3R R KA & R DAFE R A &
Bt 2 7 R A

-



9. ATEERM: XELE WA TR ERA ST 0 R
BRI KA E A A ARSATIRN, RN FEER, &
W 25 R 3 WA A e S Tk 2] 100%.

(U0 BAAEA MBS X FRF 5

IR AR B A e AR R B AR T M AR AR 2 S HL
WE, KR E b Je AR 3E BRI M A A e R e
BRI AR RHAATSF KB 0 H €, 4 2 i e
BRI ARG SHE K E A [-0.51, 0.37], FEiRfE
R AR SE KA AT 0.37. AT-0.51, B4R
T, BT 240 6 B AR 3R BRI AR A B A 2 R
SHEBARE, R & 3T 234 6] R BRI BRI A
ARA0 R B AR AR AR SATRN, AT X RS
ek ERNBIGTFREE ., i EZF I E S 5F S
oL G R B 7 5 BB B A, B ONY 4R, S8 3t XA R CNV
4 (#ILH A 5 Copy Number Variation, CNV) X & # %14,
GitarEmEE. BEEE. ZAERURBHEE, A

T 3 248 E 2R F| & 5F K,
() BEEFR
HiE A SHZ KA e A E . KRR RS, AR
M. IR, S EMHIT TR, e T EEM
FAETIZIAF &0 A KRG . A5l RAFARHAT TR
M. FBRBFR, BT I RAERN AR,



AR BEL = AR R, WA R
. ARoms B, DNA HEBEEE K 4= & UM A MR JB
ETCERBER T, a8 FK1I X 2K 3K, 4K
JE B, AR & E AR AT, # A & T
AL 3TCHRMETIREHRK 3 K.

KR EM LY. REL =#MAETNRANE, HiAAE
BTWEIES, 28 TF 0. 2. 4. 6. 8AMABE, K
& a b R AT RN, B EIZAR B ERE IR TH
AR A 64N F

TR AR RN, RS ZHA T HRA &, BRAE
EEFIRRTRY, EERFGT A0 BB RS E THH
HET. bR A AR 4. 6. 8. 10, 12, 14k, XA &
B M BE FE AR SEAT AR, 0 R BT AR B R R 12 K.

A E L. WMES = WA HRAAE, HAAE
THHE ETRAEISES, T 2. 4. 5. 6 MAER &
A S A AT AR I, R A2 A & TR T AR R S AL

ZRREMER: BEL=MATNEANE, KEAAE
WG R ERR R AT, shilKAy SR, 28T
TR 5 A B AR AR R e R AR AT, #E
ZRA S E R 5 K.

FARREME A WiE AR s 40 B AE AR AR 2 1
TRBR AT TH S, B RAERE KB RAT &N -80CIK

_ 1 —



f, RAFETIE AT 18 ANA, RE KRBT AR 5 K.

(%) ImPRIFI

HiF AELARRFHBARER. PEHREEES RE
THER. FEENAFHERTER. FHEEKNFEH
ER. =MAFFE—BER. BXTEYRE RS Fi KR
WA TR T e R 3. I SRR 3R A # AR A 5 e rr g vt
TRBRF R BRI T i, WIEE L RA W R . e
AR B AT AR TR M A AR v AL B T iR N KO B AL A2 R
(FISH) ; Zut A A B (R I M A v 3t b 3R E 7 7 O e R
RGN, AETHOBFRTRZE 2. RTEAELRE
AT BT A LB A R A . BN G AR AR R A
AR Fr AR v X H B T T HEAT AR

R e AR T 35 N4 1482 45 &3 N JE I R
el 6282 BIRR KR AEA, AU Fo e AR dF BT AR I AR s A
AR 167261, FEARIEEAREMAAEAR 4483 6], [HMEAE
RPAT T 2H 23 3 F B4R 3E BT 7 % By FISH 301, 3t 381
], FISHIGIEE R 5 ARF RN ER—3, H+, Chrl3,
Chrl6. Chrl8. Chr21 DLR Mk Z R FE I iE ] % : Chrl3
(35 ). Chrl6 (36 ). Chrl18 (26 ). Chr21 (46 ] ).
PEREAR (29 4] ); FAPERR RRAEACH 1162 14T T BAE, 750
Bl C A% SR, T 291 AIRAE MR ELER (P FK
FRIER A 273 61, F £ LW Az A A 14 6], F -



BAREGHE A 4 B), BASFTERGHFEHZ TR SN E
R—H.

WL %t 381 4| FISH Ho il #4 A B FEE AR AR LK 291 6l 4%
A A B B A B AR R G AT AT, 5 RN &R R
MK 100% (95%CT: 99. 00% ~ 100% ), 454 100% (95%CI:
98.70% ~100% ). #£4T Kappa — ZE M43, Kappa=1 (P<
0.001), B EAMAEARE, FAZEN G &m0 E &l
AR RN — 5.

A2 T = B4 09 501 o 5ok 7 BT A 1 WA AR #EAT
e T30 0 8 o T e FOREL SRt 2 AT, AR PRI B 6 B e 0
B4 100.00% (95%CT: 98.88% ~ 100. 00%) , [ 1= TN AE A
100. 00% (95%CT: 98.46% ~100. 00%) ., BT A kiR I T %
X P A P AR AR DL TR AR AR 2 3T SEAT I e 4 2, B xt
ZARA B AR S AR f N AL RE g B R AR AT AT, IR
HEMNAREREAECKIES R IEHRF XL EA I
KEXMEZEZR, TULOANER” BRMNERN KT,
5E, F B I B9 A AR B A AR AR R AR

I R AT 4 % B A T IR AT ARSE 2002 4 T A M
K] KR )L ERAZ B AT BRI ) B KAZ A AT o v
EAET 98%, EIIAA, ARE” R ELE 98%, N
ALUANZF Rk B T s RO EREER. 21 H, &
ERETRXE A 98%E, A7 A vF MM A A A R B



R TRAEA, (87 B RIEAEAR S, KB 1 Hl3E &
TR, BRT DAGA K BR AR ST R BT R A AR E, A R 30177 Ak
JFOERPEER,

ZE BRI, 127 d e RIR IS FERE RS o O R R AT
TAEHR, wARKBERERG AN A ER. FiFA
TEZSB LT EH - FERUT I LW EFALEE
F0 10 R R A0 R R B 1 b i R A vt
i N — RIS B3R 2T, HREREZFERRNFE
R (CRRASRMEE ) RENE (RRAAMAE) E52
B0, MANENEEASERELS mERNER (ZR
M/ A ) BT FE . 2T R YOR R Y d B SR
Bl AALA B

= RES R HABRR

AR “YY/T 0316-2016 [EJ7 Ak K% 32 3t [E 77 28 AR B
BLF” AR, Z T SR AT R AT

(—) Zaikh

AP T AR AR E B )L AR o R S 5 IR R i
BRI I 20 R LR AZAEAZ B, (DNA), 38 3k xR i ¥ - 4
F iy DNA HATR I, D ATFE R BB R R T EF B R E
R, WEERE SRR TEN. AT BREHTLH
FH 35 RN EHTREZINNESE;, REXTH—TF
EREhREMES, Z KU EHRELILEANLRKE; =

1



RULBRNREA; EFRIRERRGTEILHRA, R
N A Ji e B AR AR BT B KA, 3 AR I 25 ROk A B
HIBTREFE R BAHEN, D BIAE N7 % R e T 2 i oy )R B A A
KL RERM. WASBESE, BOBEHFAE. CEGEX
A B A,

(2D KR TRAG

ZRAERMER ST BFARE. HFRRELRE. #
Rz AHFHERERNDE, R0 LhEE. S5
T, AAEFF AL E RGP, a3 B8R EEKR
SR MK, B R T AR AR A AR A R E KU
B e B PR, L R DRy kiR R

FHEZEANERAS T (HARAER] WAERR B Y
Hy 52 B AF 4 3 BB IR S B U R B, 1 AR R
B R DERERY K UK 7 2] 8 ERKEAEF AT
SE R IR .

ZRA EERN AR T Y RIEEY I, EETHEG SR
ERETRHTHRTABRANGFESEERSATE, FAt
PCR B#ERBHFABRRNBETEL FERELEEEREN
AR Bk, EETEN LR EH-TRINEME, BIEARL
AT Z AW IE, FEAS IR BB B AE.

IR BARLMET, %77 o 45 RAUH By & & Wik
RGN, MR NG T % AR SN B A2 TEAR K D 9T AL

15



T2 XA\ i 6 15 JUREAT 77 R0 A 0 o 77 R T4

(=) Za-RE KT E

HRUEZST Eat Nl o N B Y ok o b R N
A RER o, *ZRA B B g Ao w BULE %A KU
B AR, R AR U ETEZRE N, F
HHWRFOAEES RS, EENARATLE, AKiZ
WA & B R0 55 KT R,

RE B HPOANZIRF &N Z AT AR, B2 A4 RIEHA
Wed, RTFHFERMANGHHE, DEZRA GRS
R RLTE B
TR 2R & A T LA 35 ¥ KU Bt
HREBRIIHEE;, REXTBR - T HELERRETHE

KL L8 B )LENKRIGAE; Z R U LB R &
FRREEREEILINAA.
LRBCEREI: ZAN U+ W T Z KA
& Rk Ekn R mE] ZERFo EEFR]L

[E

|1l

=R
=R

ST



SEHIENL

RWRITE RN E = KETBERT RN, BT
FAIHE (5 2015168), HiF AWM HFHF A
TER, KE CKETEREBEETELAY (BFRA%E 680
T (RSN WA E M E R LY (BR R RZ & BT
HERAWIE4EEST) FHRENTBEREAERENE,
ZERTIMNE, BVOETIEM. ¥FEALEZS & EWEE 4
GEEED 10 K KA. A3 K6 F 23 1E 5 Ik Rk
AR BT —RKEE MR 2T, #EREE R ERE
5% 1 S CASR AN AR T PR M) KA NG (A 7] 4 300 A )
HEREN, MANFHNREAGEER S 2mERIER (Z
AT/ R ) AT E L. 2T AR S i A
AR Al KA LA &

2019 512 A 02 B

frfE: @A



FERFE T G R AR B A AR Al R & GR35
AIRE

QR By

WA AFR: WEAARE T G AR SR B AR AR B e SR 20
(QEESSINLY |

50 AN/ &
[HU A ]

AR T A AR B ) Lok A mP AR A 485 57 S e ) B S 30 77 J2 00 L e I S A R A% 1R
(DNA), JEREXTEAGE S 40K DNA BEATATIN, 23 #IENG G (i R A7 e R A A
SEH, IR B AR R W R R AN, AR i P AR I 5 S o A il T 2 kA
% 35 & R UL BT IRE B B REXTE TR O RS =k W
WEBVENRE; =R E ARG B e ek )L ka.

Gt RAR R A R R F A Y (AR B AN Ge B AR H 13 N Esk b, F2 I IR b 5 LI G
EAREE o BB RSN (IR h 8 ) R A G R R B A5 R e, S IR &
Ve B T SEOMAR R J7= AR BRAE S ), 38 Ik PR TR N AT G o e S A

(Preimplantation Genetic Testing for Aneuploidies, PGT-A) 1] LA/ A2 N Bt %y H 75 (1)
RS, /0 BRI N 586 R R T 0 S SRR R UG, S B0 H AR R S o IR R LI e
AR A B ARG T2 R 592 6 JFAL A58 FAR  (Fluorescence In Situ Hybridization, FISH),
Tk 371) Bl 5 35 PR 4 4 38 152 K (Comparative Genomic Hybridization, Array-CGH), Bl FE £ 74
P AR AR (Single Nucleotide Polymorphism, SNP-Array ).

R gs RANPES %, AV, A7 5 A T 9% DUBOR S iAo

50 3 ]

A &R A FH A 4 R L S BRI ZE RS IR NG SR A R 4 St AT 7 48, B =
S I BR8P AT A S R AL s SR A AR A X e s AT
G, FUWTE R A A7 R Gy (AR SR B AR AR S

XFREMRIIEG AT GRS, RAAC IR IF AL BRI PCR A S A 4 g AT 42 5k
PRIHY 1, Ky 3= REHLIT Iy 200bp 2247 f DNA J7 Bt 7E DNA v Bebism in ol 7 4%
Sk, AR PP o I T AR S 8 B AR ) DAB600 ik PRI A 3k AT 4 F= R 2
Fo R AEE B2 A I P 45 SR AT o0 i, 45 B IR BB Sk G (o fh A RUF 518
THEA T B 5 528 5080 1 PO R AR P FI O M EE, iz b &, etk
AW =R E S A ORI, U2 A mT S Wy SRR SR 2k, SEEIRT G i fR |

— 18 —



TR S ARG o

[ EH AR5 ]
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




W B KA B 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 FH P Jii 4% i 2 2L/ 1% XO Gtk 35 4 i
PGS BHM: 5% i 2L/ 1% Pett AR IR B4 i
VE: ASEICR AT G S A5 RO N A ] B i R .
H &7 -

1. K LEE Grirat)
2. SO AR & g et B 57 5 A R 22 ] - Qubit dsDNA HS Assay kit, 1%'5 Q32854)
3. M R BEE AN & CRR@ED MR AEMBEAR RO ERAR, & REIES:
B 4 20160061 5
QE e SCYSEERIE D |
DNA ZiLREERAE A7 T 2~8°C s HARFTAA KA AR T-2045°C; WA @A RN 6 M H .
THRRENIN 5 M H, RE GRS 12 X, SRS, DNA 4ifkfizk
IEHIR E KRR B R 2~8°C, HARPTA BRI Ml ST A IR 2R N-2045C, i
AR 5 Ko
AP H AR H 1 0 A2 A7 45
(GEFEENE) |
BRIP4, A5 DA8600.
[FEAZEK]
1 FEA KA.



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

RIGR SN ZREEE TR 2250 3~6 R, KB RTEMIM, WRIMELTRZE /B2 /D 5 MMM fs
KIREA .
2. FEARRAR:

Fi HEH R ey 52 Ao B R SR AR AT IR, L 4 L 1PBS (A2 Ca?*\ Mg?*)
JHYE 3, MUET 0.2mL (1) PCR &, ARUANEEL 2.5uL.
3. RAF 518k

1) RAFUKEH, S 3k, i, FHFEIFRBAEHS (TR0,

2) REEMIAM MR A LORAE T--80°CUKAE T, ORAFIS R AN IS 18 M, VRELIRECA &I 5
e

L5 7721

1. P2 i 4 L DR ZH 0
1.1 ZH LA

1) MUKFE R REA S, 25 A0 FEAR 1Y) 0.2mL PCR & #8500 10 75, A TUK 1.
FERAT AL AN 0.2mL PCR B HRUINN N & iR, el 5 8, RS, W&
OHURIE 0 10 £D, s BEA o5 7~ b JE B R

oy RBIAR (uL)
2N AE A X (X<2.5)
R ES N 5-X
2 o 2R 2 4.8
2 ) 2R A Pl 0.2
SRS FR S 10
2) W PCR U MAR 7, 2T sf A AT -

g+t i i i

75T 10min

1 95°C 4min

25C iy

1.2 Fiy 1
1) M\ PCR XU e S R AFEAR, ZRME, RMAN FRAIEAF], Wie 5 7,
(MRS, FEONURER . 10 7, {HE BRI T F T I B .

Moy SRR (uL)
R 5 HIREA 10
N 4.8

Tyt 0.2




SR F S 15
2) BB PCR AR, &Mt T Rt AT i 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 4C TRAF

1.3 fa%d 1y
1) M\ PCR LU S S SR IREAS, JRCE Tk B, RO T R k5], el 5 70,
IR S), HBE ORI SO 10 B, (& BERI 551 EJGE R .

sl RBLARAL (uL)
Ty WA 15
U 25
P il 0.8
PR YN 34.2
ISR F e 75
2) B PCR AU, Fl N AT I 6 -
i3t iRz i 1]
1 95°C 2min
95C 155
14 65°C 1min
75°C 1min
! 4c {47

1.4 ¥ igr=pyaifk

1) By Ha =R 3 1.5mL 1) EP B b, IR e siiER &) DNA 2i4bHEk 10 ¥k, [A) EP
BN DNA gifbfii®k: 112uL. BA1JE, IR 5 4.

2) ¥4 EP BRI B FLE, FRREBRTR I e 4, WIS )G, TRINRTIR, TR
R B R (AT SuL VW0, EP & BITERL I 1.



3) EMEL 300uL 70%11) LBE T EP & rh, #420Es) EP M, (ERIBRIEE BE LD,
WLV, VERAN IR BRI, 700% CBER 2 KAL)

HEE D,

5) BUF EP &, FBOHLEG 5 8. K EP B HUHRE NI ETLE, FPRiEkm bt 52
SZJE, FBWRASRZTRE IR, RS DA . K EP B RRITIE, I3 k.

TR Byt I 200 W SRR IR AR B, W BRI VR AU A 2 AU T 1] 5 B S i
I RETIE, BEERTIRIG R TCKET, WREHRARECE UGG 8 5, o RIkAT T AP seadk
=

6) WZH 33uL DNA Vet T EP &N, WFTIRSIE bk BB ie i 5] 10 7, IR
O 5F, R TEIR, SRX S 8. W ARBREEIR, EEAAEE R TS
BE b, RSB RE 1, REAISEOE, ke TEIR.

7) B EP AL ISR E LR, FFHABR IR e 4, WREIE LSS, R
T HIAR RN s 510 EP B, JERASRE B Rk .
1.5 § bW e &

i H Qubit ZOLTHEATE # .
2. FE[RIZH DNA H Btk

2.1 DNA F Bt
1) ¥ DNA F BALEEAE B 2500 3s, JCE TUKE& L, 76 1.5mL [ EP & ECHl W Mk &
oy SRIVAEF (Ul
AL J5 ¥ 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 ErEEE A B D 37°C b 25min. [ EE RGN SuL &k v 2%
I

2.2 [y BAbJE 1 DNA 4iifl

1) e e TR A) BUA 1V S) DNA 4ibEER 10 X, 1] EP &+ i\ DNA 4ifbREER: 37.5uL.
RAJE, BN 5 ol

2) ¥ EP EHB AWML IR E LR, FPRABRTH 58 A, WIS G, IR, TR
RER Bk (AT ERZ) SuL D, EP &S EITERL 148 k.

3) WX 300pL 70%[K 1 T EP &, %2ETes) EP E NI, MRS BE F R, Wk
VW, VRN B ATk



HEE D,

5) N EP &, BSLHLE.O 5P, ¥ EP B UURARL I AR FLE, FRREERR M 5 4
ZJE, FIRSTAS N 20k BRI, TR BE ERREA R . B EP R RRATOT, B 3 b

TR BT 200 W SRR TR, W BRI VR A K 2 AU T 1] 5 B S i
I RETIE, BEERTRIG R TOKET, WA RECE GG 8 5, o RIkAT T AP stk
.

6) WX 33uL DNA Ve T EP BN, WEFTIR SIS Bk B2 B e v &) 10 70, fICid &g
O 5 R, EEIRR 5 4. R FTRRR IR, RN B BE L, AR
ERE L, RBRASEOE, SRIRLTER.

7) B EP AWML ISR E LR, FFHAEBR IR e 4, WREIE LSS, RS R O
T HAR R S 510 EP &, FERASRE B .
3. SCHEER
3.1 SREGHTHER

1) TR TAEGNIEAMT, K 30 0%k, SRHIERAMT, FTFFRWL, @R 10 58k,

2) HUH 4°CIRAEIY) DNA Zifbflizk, =3P 30 /4.

3) M-20°CUKFE L DNA, %0 Il sk & b5 5 Fonf RLIFE S, ID. DNA 2665 K 4 Bicds
SFER IR R AR S, OTE RS BT RO AR B IRAE, RO A

4) Be il 70%I1) L4 o
3.2 KigHE

1) A B 4T B T UK BV

2) #E—A> LomL EP %, Hlfl N RS PRI, WIEIRS 58, SR,
BLOHURIR B OHRD, B BEA 55T 0 B0 .

Aoy FANALN AN
DNA 30
Al R Gt il 10
A 2 S i 05
(YN 9.5
FANALY P58 50

3) ¥ EP EHHE T E IR 30 745
4) i ESEEIR ) DNA 4ifb ik 10 Ik, 4% 1. 1R JERMSAERE), A DNA
Aifbiizk:  SOuL. JRAIE, =R 5 4.
5) K¢ EP EHRAML I AL FLEL, FRRIERR N S8 TR S 5 K ISR R 5 —
HREFR S T EP .
TEREFE: W LGRS R B AN R RS, EIREARE.
o5 —



6) 4% 1: 0.5 A (R MNAARAIE) A 25uL DNA ZifbRiEk, W8 4] s iR e
TRAT, AR B0 P 4 BN 55 1 b VR REER 2 20 40 BUAE TR, SRR 5 o, W)
AR B AR REER IS S 0 A, AR TEEN B RE b, RS B OB BRSSO, (kT
Ko

7) ¥ EP BRI BN FLE, FRRIBR P e 4x, WG LS, WA, TR
AN Bk (AT B2 SuL WD, EP S EIERL 4R I

8) WLHX 300pL 70%[11 LB T EP &, Ri2Tes) EP W, MHIBRIEE R LREEN. W&
VW, R RN B Rk

9) EH L.

10) HUF EP #, FHEOMLE L 5 7. ¥ EP B A NBE I 2L AL, FrREERTR b 58
BZJE, FBRARETRE R, ERERE LAY . K EP FEITIF, 03 k.

TEERD 0T 20 SR TR R, Gk 2 K 2 AORE T[] s T Sk
I RETE, REER TR R TCKET, WA RECE GG 8 5, o RIkAT TP stk
e

11) WAL 33uL DNA Pt 1 EP & A, WITIRSMERIER B BUREIR S 10 7, IS
05, FIRRL S . WA HTRREIEIR, TR EE B, A3
EEE L, BRAIEOE, MRELTER.

12) ¥ EP BB IBEME LR, fFRERNON e 4, WIRREIEZ G, MBI
VT I R S 1) EP R, TR RN BRI BIREEE -

3.3 DNA JyBORu sk

1) FHESE R E T UK B

2) & —A 1L.5mLEP &, AR FRIEG PRI RF, WlE 5 7, MEmiRS, &
O HUARIE B O BFp, f8EBE AN 35 1 JC I B0 .

FERHEI: MARR RS, X NAURER SRR —ANE S, SRRk

)58 X5 %%

Py KB (Ul
S 3 DNA 32
ToA% BRI K 10
BEREGZ 5
DNA £ 1

P1 £k 1
Rtk X 1
RN F 50

3) K EP EE T IR 20 734



4) N AR G 1:1.5 AU 75uL DNA REEk, WRFTIR S sRE R ek 5], RE 20
FEL 4 B R 5 FROVB0 (S AR 3D 50 40 B VR R, SIS B 43, U TH) Wl e 80 A SR A Al
BRISI AT, AR REERE B, RSB OEBCEE O, ERAL TE K.

5) Kt EP BRI AL VBB FLE, FrRABRPH 58 4, WG LR, BRI, R
REENG BIRGER, EP & BAERE IR L.

6) WL 300uL 70%MH 285 T EP &, RRNEs) EP W, (EHIBRIEERE B E). RE
W, TR ER BBk

7EE P,

8) Ul B0 ER, B REAR LR K ¥ EP BRI RA AL FLEL, FRREBRIR B 52 42 )
PR MR LV

9) =ik 3 4%, LR OmAR.

TR WU WS RARR TR, IR BRIV A K 2 ST I s 8 S ik
TR, MEERT RS RO KB, R RO BRI E 6, JFILRIREAT T A Seie #
k.

10) WHX 16uL DNA Ve : M EP FHAER—MIINAN, MHERMNE R RIERERAT
K REERIB A, SIRIRML 5 8k

11) ¥ EP B ANBLZERESLE, FFHERNN B4, WWIRREIEZ G, MBI
VT A RS (1) PCR &, VR AN REMR B REEE .

3.4 PCR ¥ 1§ DNA H B

1) ¥ PCR AHIGFIE TUK F I

2) MR#E T RAE PCR B RG], WY 58, [ERBR, HEONUICE S
BRSBTS .

Py SRR (Ul
B (1) DNA 15
PCR i & 47.5
PCR 5I¥iE & 2.5
RN A 7 65

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

4) MRIEFE T EMER 1.5mL EP &, FWIFHNAIS S, PCR AR5, BN PCRE, &
0 2%, ¥ PCR & HRE SR BN R 4 5 1) EP .



5) 4% M8 1:1.5 AU 97.5uL DNA SifbREER, WRETVR S SUREIRIERST, RE .0
A RER 35 LR R ER I 51 A BUE TR, IR 5 43l IR R AR L R A
RIS A, ERTREIERE I, R AN RO B O, R TR

6) ¥4 EP B AR BB FLE, fRRIBRT PN 58 4, ARG S, R, TR
R B WK, EP RIS E.

7) W 300uL 70% [ L BE T EP &, R4 TES) EP B, [ERIEREEEE ).
WR TR, TR AN Bk o

8) A L—.

9) BUF EP &, JRNESLHL 1000rpm B 1 2. K EP B EUIE LS 2R FLE,
FEREERR M 5642 J5, 1 10 B 20pL JE IRk IR 235k BVAR, 1B RE EAREARE . B
EP B #ATHF, M 3 7rfh.

TEERD 0T 20 SR TR R, Gk 2 K 2 AORE T[] s T Sk
I RETE, REER TR R TCKET, WA RECE GG 8 5, o RIkAT TP stk
e

10) P HL 221 DNA Vet 1 EP &N, FHAS VAR T TR &) B e v 51 10 A0 1678 N d 2k
HE, & DR, REEO 5 AR RER R T LR, SIEACE S 4, HRHERER
SR, EEAZRIRATE R EE F, AR EEE b, RRASEOE, MRRLTE
Ji%o

11) ¥ EP BB IBEME LR, fFRERNON B4, WIRREIEZ G, MBI
VT IO R S 1) EP R, TR RN BRI BIREEE -

12) W R UF I SCPERE BT/ T 4CUKFER, SR PR E &

4. R
81 Qubit b THEEAT ST E &
5. EHLIF?
5.1 SCEEMRE: MR Qubit R4, WFEAMEATRBER] 100pM, FB £ £=Qubit ¥KSE
*107/660/300
5.2 SRR MR IIFEAIZ IR AR NREA Sl SRR G, TERIR SRR IR PR SR A

5.3 HEFFEL 8L (VR & SCEEREAR AT ENLIT , HRAEIIT R NS CE SR Bk
VO BT

#7F: 100pM HX 8uL Y EALE JyHESF B, A AR I A A3 A H AR R AT S0

6. i

6.1 PGS BHTE s 4% i 1:



LA PGS PRI B2 1 AR kit #IRA@ u B AT R I, A 45 R Ny 21 =44k
FEA .
6.2 PGS P12 dh 2:

LA PGS PRI BT 2 R et bt 4 M & vl B g AT R, A4 RS XO #
PN
6.3 PGS B i 4% i -

LA PGS BB i A E A i, 42 HRAGRI S 100 W P AT R, Al 45 SR R g B 4

LA E 6.1, 6.2, 6.3 T ZEFIHE, 50 FZEER LR,

VB PGS BI/RHMEm 2 4t A BE R0 Y1 5, HL 300ng #7734 =447 DNA Fr Bedb,
P4 ST T-20CARAE 6 AN H, ASERAY 185 105 7% 5 DNA AT H 2 5.
7. R

I FH Vi G A = B A ARSI KR 2 W 3R G AT 54 o0 #, 19 BRI P R AR g 25 e
PRI#5 D14 (Copy Number Variation, faiFx CNV) $fl, HR4ES % XIa)25 0 H #1745
FIH o

JVR A RE N T G 0 {2 A ARG DKt 3 17 7 B R G 0 (VL. OO RTS8k E IHIE P54 5«

I F 1 Wi e 22 [X )

PR — 7643 #1 (Circular Binary Segmentation, CBS) 53k 2 — i Fi 1042 DUE A8 5+ (Copy

Number Variation, CNV) il (197735 FEA %, A8 FOE VSR e Gy ek 145 DU
(CNV 1) REAFTERE 78 o ARFIEK A CNV B SI6 4 8 A6 WIRE AR 5 225 50 i vh 1

HREAR A 3 2200 . 1 SR FH AR S0 240 151 1E 5 200 B ¥ 20 i 3 25 SR E AT AR
SR FE
LR N2

K HI 240 Bl 5E IEH AR A R 25 e, Il A R A5 4 /5 22 DNA W45
BN PIBREE P51 5 N ST R AR 7 AT HGE, B v I PP 3RS (0 4 2R S P S 7E e fdk B 11
HUINE . BBRRBER . ZUCERCAIIESE A VTR R etk b BRI 7 51, i DR 5 25000 fr
B DA R A SRS P 470 5 7 RO — 12 o T J o AN G i) 43 7 200kb Jr BOR/INI B 11, 32
IV AEAS 200kb & 1 R4S 2R —UCECT ZIECH ,  1iE 22 20 2 v AN 0 AU E

T 7 AR s AR — € 1) GC il 1%, Faxf GC & fmZz i TIRIE, HIEM AT
JBEERIE GC FEX A GC %L TAUE LR GC iz, BB N REARn N
200kb Jr BOR/N & H, i oh AR XN Qe iR R A1 GC & & iRFEANFEI GC & &,
L 0.1% M BRA , Xof et A 438 1) o 11 B P24 se SMAN BT A A F) GC & 21 TP
B, Hh 2R AP FIEH . GC & & 0 FIE L, A XA~ GC £ & Frx 3L &

P4 T ABUEW = 2, A3 6 F LA CER LA I HX 44 8 1 07 4108



H.
2.2 u e

i AT G0 234 BIBHVEREASFIBAVEREAS, BLFT - SR P R et AT R, 3 2Ll
ST B AR G R AR EI T S SRR T AL H S S5 HE o R e U I
FUECH BIELERD CNV M, Sk iz AL A I Qe R 8 H R BAAE R, i AR CNV
B X FRRIS, ot BB SR BRI, R&HE S HEm
Y [-0.51, 0.37], FetofRARBAE AR 2% XN KT 037, /NT-0.51.

RN 2 AT G Bk 1) CNV T

TR,
RR;

CNV; = log,
i Qetofkdn s
TR;: FIFEAZ B GL R i 1P HI15H |
RR;: ZEHHRE N AR BIM Gtk i (75140 ;
3.l FHE 1 E
X 30 FIA KA L] CRARER S ELBIDy 30%) HI4HMIFE AT 30 151 B P 4 pE A
) CNV B AT Gi vt 20, AT H £E 7% FEHR G 73 IR I 4 (R =441 CNV Z5018 (1 il 7t
fHYEHI4[0.20, 0.37], Fefafk AR CNV HUE G FHE TG HA[-0.51, -0.23].
[ Ao 46 25 S fid e
1. ARy RN, FTRE IR A2 R i A IR A s g i 5%, TRk R
FE, DG TR IGAEAS, 5 B PR AL 45 & HARARAE tRE & AN
2. BRTIREA R 2L Y AR 1) CNV BUE > 0.37 8% <-0.51, NHR/RZFEAGIEZY A
RAERASAR, ANEEN. &R Je RIS, 7EMRIRHARIGPRIBAEHS B I T a]
YD
[ 5677 21 = PR ]
1 A& R TR IMZ .
2. AWFEARERM AT AR, 205 A0S A e € A R A 18 Jn sl Ao 1 5
3. RS ARG AR T . BIAL S G ik R
4. ARG A R R R AN T G (AR SR B AR BRI, AN 2047 VR fi B R 38 A% 5 (1)
ERiR
5. HHT AR &0 i G B Qe ik e R I — B A IR, MRMIGFEAEREINR, K
TR S 25 AN S 2, SR AR IEE I IRAG AT DU, AT DM SE IR B ARG, 7E¥
A AR IR PRIG AT R BRI DL R, R 2 RV NIG 7 B R 5 A 45 & AR I R TR A 2R 47 4
H,
6. K& BANBLIGR 2%, ASBE SR A I PRAE N (4 5 A8 4R -

S
He
S
He



7. ARA AR S R SRS R, T4 DU R
| GR R ERE R |
1 AR S 2 ARG T AR R AR RR PR ek, 1 X228 b i R
FEARRRTE S Al 55 % 100%.
2. R R TE S RINAF S 3 ARG T I R M E AR AT 1 i itk s e s A
[ XS i MR E S 228 e, 75 E AR S PR RE SRR -
3. BIMERT & ABURE T 8RB MR A I 5 R I, AR E R 225 0 1 B
PSR, 5% 100%.
4. BRAEERFFEE ARG 3000k & IR G AREAKS tH A5 3 300604 L, AR 70%
a1 F) 60%LL L, I E K S P kGRS WA, FF & iZd6hs.
5. Bl ARG T BE B 25 5 A A SR EAMK T AM, BRI
BAMET 4%, EHERSH W8 EEH S5 AN, 178166,
6. EEM: AR AERAT ZRE R L, TR = IR0 45 IR A 5 2 B A5 1A BH
PERFEE . R E SR &2, PIERFER iIRa AT aR. SR Embin k.
7. ANFISREG AR R B 2> Bl FE P AN R A S 06 S BEATAG I, ANTR] S0 =5 (A1 45 2R 157 i
AR S TR HE AR -
8. mEE N FFECE WAL ARG I M T B AL H AR 3 A7 B 2 =) A2 7 i I e
SBGEAGE CESER) (BRBIES: ER% 20160061 5) BEATRN, Al 25 R )
T R AR B TR RE K
9. /MRS AFIGAI 57 MM R E G REAS, ARAI AR R A5, R S
L F] 100%.
10. A 1515 -

I R 6 B3R R TR 58 150 11 BRI AN NG vh I AR 250 B AT 7 R0 G b o T EL e
UE AT R I o G B A B 5 4 B 1k A R BB 7532 97 SR AT 22 A8 (FISH) s et fds
FERE LG AR B S AR AR EEIIETTVE G ORI L My, B 7 B2 W SE K AL Y 2 #r s IR
P SR BT BRI AR LY A AL ST

AR IR ARG ILAH 52 1 2590 X A5 Ad NE 1) 32 10 R ZE, Horh 1482 % 52k # K3
NAFETE RGN, 1E 1482 X 521X F KM 6282 BIERAFEA A, A H G oA 4 5 A BH 14
1672 i, GetaARARREAG AR 4483 B FHIEREA FISH B0 381 5], FISH JAESS R 5 4K

FIGA I AR — 20, FATEREARE DT 2R R prie & 45 R 291 61, A e M85 R 5 AR G A



M55 R —5 18I0 32308 AR IR ZRARFAE 73T, R B ARG RIS (152 108 KR R s AX
PR ISR OL AR B CLRAERE A 055237 45 A W 28 S B M 4 SR
5 EARMEXT BETEA L, AR SR R i 2 o A4 B A AR i Ry 100% (95%Cl:
99.00%-100%), 514 100% (95%Cl: 98.70%-100%), #E#fiEA 100% (95%Cl:
99.43%-100% ) A< X7 s AR i G ¢4 A Il 38 A3 AR XD B PE T 100.00%  (95%Cl -
98.88%-100.00%), BH 4 Fiili{E & 100.00%(95%Cl: 98.46%-100.00%); #47 Kappa —=PEA:
%, Kappa{f=1 (P<<0.001), R/-A &S SArtEn IIERA R feil —2rt.
CE= =)
1 A RERLAUFMZE, SREREACRERSR TSR, BRI
2. AU — IR, JF BT M SRFERE IR IR, LB RIS 3t
3. ARt G A T R T R VR MR Sk A LA FH o DS R s
4. SEB N RALZUBAT TALIE I, AR AL IR U R A, PRSI I R A o XHEAT, SRR
BAERREBY B L AR I B &, & X B B i AN REZE U
5. fZEORBATHI I, WTE. TER. RIS FHER G EZAHKHE .
6. VHLEA RO A AT
7. AL AR Tl B A B 0 A b VR R R N AT ) B AR R A A e R I, R A (N
A T AR N G 1 PEAC B 0 )
8. IR LR BRI 5, N5 BFE MU EH, RN ZRE S im R B 1
NG .
UhRiR B feRe 1
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