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Pre-implantation genetic testing for chromosomal structural rearrangements
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1 SeE

ASCHHE T RERGAE N AT G AR G Ky e WA A R TE 55 3G TR B AnAP R, A . FEAR
BRI EME R Hr.

AR A T RN B B VR AR A SR P v e 0 i RS e BB ) R BEAT G (AR i
Fal o

2 MetsIRAxH

TN AISCAE R P9 AR I SO R 5] A AR ST A AN R b [ AR e v B R 51 R SO,
A% B X N I RRCASIE F T A SO AN H I 5 S, HEcHioARs CEEEITA Mg ecs) &l A
A

YY/T 0995 A BhAFEE AR FRIT 28 bl AREAE X

3 RIBFENX

NHUAREFE S T A A
3.1
FeAREHIFE chromosomal structural rearrangements

MARGe RS B, fREYH. (b, A ML 2R R E SRR AR, QiR 4
2, WiR T BORERA ERE, MMM E SHAM A B ER, R EE, SREREH. 8
B 5 A AR,

QO AR 0 T Y ik, A e, SERR Ok, Wikt ikek, HE, Fh,
A

3.2
S5 4 balanced translocation

FE AR AR FYR AL AR 1 e 5 R A A i SR G R A5 A AR AL, A7 AE Gtk P B B 1) e A (E L TR
AR, WAL D RS

4 FHE—: SRENFE

4.1 738

X G AR S5 8 R R AR AR I AL IR (DNA) SR TS A RE A I A B R 2 8 = ik AT s
RN, AN DNAREABEATREUITIG,  PUm A Inl Frask, #ARR 71 & 4:200~500bp K /MR ST J1

1
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B, MUy SO SRS A A s s I e BOREBEAT N, R AR5 S SRS I P A5 2 A B2k 51
EMBINFERNAZHEFH L, (e ATEH A BEITSNP T, 456 K R RZ % R ik th A 25 B SNP
B, TR R AR RS . RJEX ST (S, TSR NE]) Wm E R iR R
DXAREAT M, 400t 4% s R i A I R IR

4.2 i FRF0E R
4.2.1 #ZERTE BN 2L iR 5 5

W R HE I B A AL 17 6 41 ) I B AH AR AR AT AZ R TR . & B AlifbsE . Frde B RA
DNA, #HUZ®EN>1ng, ZER5EEME (F&KaTEW, M) , 0D260/0D280°N1.4~2.0,

4.2.2 £EFBH 18X 7;

SR Y G TRIR Y G A 2R, 7T DA DL P 0 TR R A R SEEIL 4 5 PR A AR TE 22931
PIG. PARE A 1 5 A RI95% LA B B R, IS K /NE2-100kb 2 8], PRI
KF10kb, F 1Pk B2 K T-200ng/pL .

4.2 3B EN Fr X BEEAZIR T ;

SCEEREARF B AN IIREIRE (N )RS . DNAZEIERE. DNARASEESS . BT (n
I, BELFEH . RIS | M M dNTPLE R . 38 FH T %7 3 K ZH DNA K 4 R R 4B 4 38 7= gk AT
SCERYEE,  FTEE SRR FE>6 ng/pls

4.2.4 XEERHR T
A SO E R AT, qPCREE 7 20 S0 FE i & S AT 5E
4.25 SBENFIR.

SRR A A AT, Tl Iy DR A P 55 B o Z s AR i, DU s
FRofE B S DS E 7 IIE BT & HRM>99%.

4.3 ER{UEE

SR DRI PP A o BRI A 3 2 p ML S5 BRI PP S ) A A LR, X DNAREA AT I, DARS
FE DR 1 o A P B o SC R AR X L00bpill 7 52K, I 38 B MK F-60G , 7 A5 %308 & ANIK T-300M reads,
BRI R & 4 e (Q30) AMIKT-80%, I HE fff 5 b AMEK F-99.0%.

4.4 BERER

A1 AN FERRBE TR Z A . FERR DGR Z AR AR ARG VRSN SERE K F EEMRI], FERR IR G4 77 51
25y 1 22/ DS A A R R AR

SRERTi 5y (8 S FLBCAR (AN i AL T R A R AR o 2947 T A0 B A% BER (SCBHZ Y
g1, NG SRR (Bl i, WESMREIAE, BERE e —r5h i
BT DAL EEOR BERBCT AR, &AWL B AT 5 ARG »

4.5 ¥ 753k

45.1 1&# DNA %
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A1 A AR FH A% R B B AR, 42 8 U0 W P4 A AT DNASEIL . FrfEDNA & Ak F-500ng,
MU FIDNATEW, A ASLRIHEAT 9286, RifRAF T-2035°C, fRAFIFTAIAK T120H .
FENRTGTR ZAMIREA,  $2 IR UE W] A5 5 ) 2 A L DRI 19 ™1, 7187 Wik P2 ARG T-200ng/ i

452 XPEEHIEE

DNAREA CELFE AL A M F2HURIDNA, LA G i ko 40 i 4= 2 R A 538 7240, Ad el =0 5.
FErb AR, BN A, SO

1) DNAFEY]

I 50~200ngIDNAFEAS, TERGUNRGRAEH T EATER T, T W7 A R e B K v I DNA

2) DNAF BOR i =k

B LIR AN EE 1) J5 IDNAT, EDNAEREREIE R, 58 DNA FT BRI S 18 $% .

3) Bk

15 FHDNAZEALREBR EAT Fr BETfIE , B2Vt J5 35 #9 200~500bp ) SC e B

4) SCIEY

I PCR SN S Fr BOEAT I 24 OK,  [AIR FEPCRIS FE Fh e N & A FEARFR ST 41, SN 45 o e fif
FDNAZEALRERR AT 24k, SRAFZH T ML T 16 ST

453 YEES
A FH SCE SR AG AR SCEEREAT B B, ORI F>6ng/uL.
454 RN

PR S e B RARE A NS ZORIAT SR IR &, RS FEARRIFR IS (k) AREE
Ho SRV PRSI v I P ) U B AT _EALERAE, AR DRI A AT Y B

4.6 LEROM

i A RS B A AR AT B b o M AR5 B A BORIEIN 43 21 1 B2 1y 510 52 o7 3 NS (]
MZHpH| E, RSN B NEITSNP T, 45 &K ARG R AN HA S BSNPALA, 58
AR PSR I o 5 J X B (N7 W oIS 9 S 1) DXt AT M, 5 ) L B 7 4% i R B AT I R A

PR AL R AT S5 R, W IR AR G o fARE, SRR R EEA% 21— 26 SOR By A R TR AN — 26 BER IR
H LRI (B 8% B 2R SOR IR H SR RN — 25 B B A 8 AR R, MR AR i O 5 i 45 s LRI 5
U AR IR AR I8 % B SR AN BEDR IR B AR, U AR ) D I 5 T IR o

A I PP 25 3 R T 2R 2 B SNPAL s I PR BE K I s 20ik bR, (B JEAT 280nT [X 73 LR AR
frm, FIREFECEM LA AR, R AR 5 2

5 FEZ: BEESRE

5.1 [RIE

X i PRI 2 DN AR JIf T A 5 A 1 BP0 i 4 SR DR 2L 7 488 7 Wt AT BUAk, 7E 4 PRI 2V T A 3E 47 SNP
N, BEE R RIRG R RTHIE I A RE BSNPAL AL, SEMU R AR R B o e Jm i) Bz I i b T i
EEEB X IBGEAT M, H 0 B A e AR AL H A -
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5.2 X5 Fndt
5.2.1 #ER R BN 4 1L ik 571 ;

W% R FR M B A AR B 6 b ) i B 2R AR SRR A AT R R TR . B4R Alifbas . Frde B 3L R 4
DNA, $EG=EN>1png, ZR5ERMF (F&HTEW, TR M) , 0D260/0D280°N1.4~2.0,

5.2.2 & FF B 1K F;

A BE R4 10 TR 3G 7k &, AT DA RSN 20 B B0 o B AR R AR S B 4 R R 4 1 I 22 53]
I, ALY 1Y 5 nTIA 295% LA BN TR, ¥ e K/ NE2-100kb 2 [], “FI8 4K
KT-10kb, #1474k &£ K -T-200ng/ L«

5.2.3 ERET MR

S RDES A R 6 B AR A P o AL Th BE (0 S G PR AF 4L, XS DNAREARTEAT S 1.
Bott, SRETIIE ERIRAAT, SRt AT YRR AN Fr 434, & T AL A DNA K 43k K 1Y 187 4)

5.3 ERLER

FEDRLES 3 o ke DRI P A By L Rk DRI P 3 R DR A AL, ST X BB 18 A R BR
L RBUHER AR, IRAS m PR AR 5 2R o e DRSO Fr 4348 O BRI RE A (0 - 24033 il 1) A 1130
b, BREDRESEASNFEA IHIHE, JE N 4IDNAFEA ISNPAS H 5 N AMICT-80%, A JEK 44 17~
PO SNPAS 2 N AMIET70%-

5.4 FEARZEK

1 AN FER TR IR AN . FERRRETR IR AN AE IRRR AR AN 3G A B R FE RSN, MRSV IR AR E TR A
IR 25 B8 B SAN A A E AR AR o

KA1 5 8 LB B A UL R TG R Rt in . S P AL 8 0% BER (SCRHZ R
CF, H— o M#w) B RreA (Cazld) i, MESNREIAE . BERE AR — KIS A L
BT AL BE SR BERECT ARSI, 75 B2 B AT 5 L IR -

5.5 #&M7F%

5.5.1 &1k DNA &

A1 JE IARE AR FAZ R PR BN B A4 77, 2 [ UE B H 4/ 3E1T DNA $2EL. i DNA S &AL T 200
ng, FEHUEH DNA W, HASCEIFATSEL, NARMFET-2045°C, fRAFRTEIAKT 12 1M H.
BT 2 AN BREA, 32 BRI TR VR ) 48 A SE R A 9 38 720, I 38 P23k B N AN T+ 200 ng/p.

5.5.2 E BT Fam

DNA FEA CE4ESME MAEHT DNA,  LUR R TEAS 40 4=k PR L3 38 740D, A T35k PR s it
WA, R R, SRR

5.6 LR

WS E AEYE B AT B 2, A BN R RO (E R T R AR E
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KRR FE R HIEE A SNP AT 0T, G5B R ARG R AR LA RUEE SNP LA, e R ik
R . focJm 0 2 7 i B T O R E B XA T 0 A, 400 S 2 (S 45ty R AR A I H AR o
ARG R (T AR TR, TR AR G ARIE, AR ARARIEAL B — 2% 50K By A S A R — 26 BESR IR
H AR (B A% B — 2R SOOR IR W SR RN — 25 BESR B A B0 AR R, IR R % O 2 s 45 ks TR 5
URSRARARIEAE BISCOR A BESR IE W SR, UHZ AR AR 58 D9 15 H R IR AR -
IR A (R P 8 R A R BCRE R, R RETC A RAPT X B R (A AR, T RE 3 BUCTE A 2 AR R
PR, IR AN 5V

6 FHE=: BHFNFE

6.1 [RIE

Xt Gy 45 i FE R 2 DNARY & B BOSC P, #EAT Ry P, BB E B0, B
DAL o SRJFET ST G ALK i X IR T BEPCR 514, sl eI A b R i S E B SNP AL A i 3R 5140
B e AL X IR G 1 P AT K AEPCRIGIE B AR BB M, 48 5] H 5 A 4% 5 I Jif FN IE 5 R AR
6.2 1357 FndA A

6.2.1 SRERIRIZIMSALIAF;

o R AL A B A B T AR I ER A B4R Ak D IR . FZa R HCA M A AR R e 20
DNA, Fi#EDNARE T KT 10y, #83i290%HDNA Bk T 10Kb, #8id50%[# DNA B Kk T-30Kb,
0D260/0D280/91.6~2.0-

6.2.2 = EFEHY IR

SR BB TR S PG R 2R, T DA DL I B R R AR B S 4 Bt PR 4 ) TE 22931
i, RANSE R I R RIARI95% L ERIE B, I K INE2-100kb 2 8], PP R
KT 10kb, 1Mk K F-200ng/ L

6.2.3 =AM 5

SCE R AR T ZE AR BT RE I CWIDNAB B E G, Kunf2 5 M. DNAZEHEE . DNAK A
) L EERT s, BEkTHL BT « MR KANTPA R & T AN E IR E
i R L R A DNAEA T SCERY 8, T i SC T2 P38 BEPE 10K b~25Kb 2 8], ST FE>20ng /L.

6.2.4 H PCR iR 5;

F 5 67 5t PO 57 1 5 D FIPCRY 17 4 At
6.2.5 SNP 3R M it 57 ;

HT I A R R R S it . PCRY A5 M R Ak 7 4
6.3 JEFA{NEE

ZARIEERIINFAY o = ACTE PRI A 3 AL FE PR A R, % DNAREASHEAT I,
DIRS IR F 2 . Ad FHARUE SR, M@ EAME T-20G, ks v B - 31 AN T-10Kb, 5 #Emf
F N AMET99.0%.
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6.4 HEARER

G AT FERR TR IR AR . FERRRETR IR AR R AE RRR IR AN SR B R FEARIY], MR IIAR IR RE TR AT
JRJZ o 1 2 /D5 A A R R AR

6.5 iM%
6.5.1 #&R4X DNA &

A JE A A SR A v i (HMWD AR P B At Ak 77, 2 0800 PH P 3 /E 31T DNA $25. 42 DNA
MEFART 10 7w, #id 90%H DNA FBOKT 10 Kb, it 50%(1) DNA FBEKT 30 Kb,
BER IR E AR BREAS, 22 FR 56 B F R VR ) 2 R N Ay 1 724, I 36 7= ik B2 N AR T 200 ng/p.

6.5.2 B5FMFFHER

MUK B DNA FEAS, 3t R4L BE RS @ AN, Bl P RIS S0 HE DNA K, Hg
KHESCRE, N1 SRR K % DNA 45

WL B E B AT AR b X LR AT B R AL LT, B EIF A LEXT 45 R . R
&AL AR B AF T a5 25, BB HAR S AW fE R .

6.5.3 S AT XA

B0 Gy o W pst X BE T BE PCR 514, Bt W7l b R R %80 SNP 17 s i 3R 514

X HE R % R A A B R A 3 = AT AR, eI S I T 51 Wit PCR TG RGBT REM)
V5 Dy ALK s 2kt AR IS PR kAT — AR Y, EESRFIIR G 2 A 451 5 AW A

X BV SNP R ERAGIN, JE I BT E T R B R R A B SNP AL SRR T, MRS, R
P B OC RIAT IG5 L 4501
6.6 ZERIHT

WL B YGRS RAFEAT R b X LR AT 2B R AL, BRI F A LT 4R . R
SR AL AR B HAT T a5 AL S, R S AT s, JF R BRI R o X R AR Y 4 1)
BEATKHE PCR AR M A RGEBI 04T, 50 ) 53 A%t IR A IE W R AR -

U RRRRG & AT Dy A e WA RE O By A 57 BRI s W SRR RA AN 5 (S 7 s, WU AR R A 5 Dy 1 A
FRRG . HRAE R R BRI L, IR R G Je AR R, SRR AR I8A% 1) — 26 SR By A SR AT — 2k BEDR
R AR (Bl 0% 21— 25 SR IR R AR — 25 BRSR 5 (L SR D, IUNZ R A 5 D 2 s #5215 R AR
i A RARNAE AL BISORANBER I W AR, WZARNIG & N IEH RUERTG .

A REA I B3 1D P 45 R BOH BELESATUERA W ni s B, W BE S BUCIEEAT 5 SERIIRNIG 2 Rt Al
i AR M7
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