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AArErE R XRE (qPCR) MAABBERBRGIFEERZGRTERLEE
SCREENING PLATFORM FOR CHECKING ANEUPLOIDY IN HUMAN EMBRYOS BY
QUANTITATIVE POLYMERASE CHAIN REACTION (QPCR) AND THE ASSEMBLY THEREOF
CWEE

RS A A EE R AN X RE(QPCRR B AL JE R E R 2 Gk TS R EE
o HEZRRMAE 5-6 RARMHI0AEAS > B8 qPCR BT E P K e & AR 35(marker) SA 4R
B JE R A8 > 3F LA A% BR (LNA > locked nucleic acid)4% #7545 38 4 5 3ok > E 844 — 48 i bk
R IFEERAOBRGEREN GRS  AREARMEARAED SHERERZBITH -

A screening platform for checking aneuploidy in human embryos by quantitative polymerase chain
reaction (qPCR) and the assembly thereof, which selectively amplifies chromosome markers of a 5 to 6 day-
old embryo via qPCR technology so as to check aneuploidy, and modifies a probe via locked nucleic acid
technology, thus providing the screening platform with rapid screening function and low false positive rate.

Moreover, the probe can check at least five chromosomes.
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[ 3080278 ] FI RS & 85 S EE K E (qPCR) #HI AIEEEHY

JERERVEBRYEKEELH
[ 3%8H42%8]) SCREENING PLATFORM FOR CHECKING ANEUPLOIDY IN

HUMAN EMBRYOS BY QUANTITATIVE POLYMERASE CHAIN REACTION

(qPCR) AND THE ASSEMBLY THEREOF

@ (]

ARt —ENHEERSHHEZRE (gPCR) Al HIERGHIFER(E

Bt e kEEH - X EERAES-RIEARIHRIIERS - FEiBqPCREITEE

PRV IOR A BAGIEEE (marker) DURIZER(ERS - MLARIXEL (LNA » locked
nucleic acid) $ZATEETERET & FELL - BER M —EERRIRE - JERERAVERISG M
REHVERR T 5 > HARIPERS RARHZE/ VSR EIRZ SAfTThzy -

[3£3]

A screening platform for checking aneuploidy in human embryos by quantitative
polymerase chain reaction (QPCR) and the assembly thereof, which selectively amplifies
chromosome markers of a 5 to 6 day-old embryo via gPCR technology so as to check
aneuploidy, and modifies a probe via locked nucleic acid technology, thus providing the
screening platform with rapid screening function and low false positive rate. Moreover, the

probe can check at least five chromosomes.

BI1H #2REHEE)
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[Z3HHEREAE ]
[ P 3CEERHE ) IR E 2R SE8HE U E (qPCR) ORI AJERERGHY
JERBR L HiRTERHES
[ 3 %834%78] SCREENING PLATFORM FOR CHECKING ANEUPLOIDY IN
HUMAN EMBRYOS BY QUANTITATIVE POLYMERASE CHAIN REACTION

(@PCR) AND THE ASSEMBLY THEREOF

@ [Hifrsix]
[0001] AZERGHERR ASEEIGEARTEEZ2E& (Preimplantation
genetic screening) * FFAEIEFI R E £ X SES#E S E (qPCR » real-time
quantitative polymerase chain reaction) i&HIIEHGIFRERRAIE IR P& KEH

[ Serifdig]
[0002] 7EZE3IRONFHAHESTHERG/ERR (Day-3 cleavage stage embryo biopsy )
@ EoiEE ST (FISH » fluorescence in situ hybridization) #8588 » & B AT #eE
f (women with advanced maternal age ) #2EREHY—TEMAGTE ARTE F2E &
(PGS) 3% - pIHlEFEE R T ENES EEN SR ER SRR ERE IR
JERAZHE - MEBMIEZRABMEEHLCRBREFEIRENEERE - Rt
BEEERT] LN EEEBIIRKEEIEEIRFMER (reproductive
outcome) ° M » 7 ZREIEEIIRE{ER (RCTs  randomized controlled trials ) E.4%
B E  AIAEEEE T E (FISH) M8 HAN S R EIZ 5 ARIPGS KT A

HREER - MEREERNERERIIE  FRENSHRERIIGEER
% 1H 11 HEEREE)
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(live-birth rate ) » ZLL » EAIAZTEER L T AENEESERTTE - GFEF
[EIRERE S B B ETHY SRR DA R A EIRERGTEE RS - B0 : IRReSFESES/0K
WY& SMEE SR (trophectoderm biopsy ) v.s. FEAGES B SR 3R AVIREUHIRAERE
f% (cleavage-stage blastomere biopsy) * LAKE FEHAE ARIFTEERLAS v.s. FRFEHAM
AHY2 IR - 3D AL AeE R (copy number) FH - WHUR A AEERE
M AR R )V B AR YRR R G (FISHASHI = B2 RPN AN EEE) -

[0003) BARBSHIF/IRES » T3 R INAIREAGHI TN SRR

(blastomere biopsy ) HEE &IREZERES] (implantation potential ) * KZ > HE @@
SICRRERGEI TRV BRSNSt RN SR AR EMRE © 1h5h - (ERE LN
BRI MG o] AR 2 S I S 1A A HIRERG - AHRRRRIT B FE AP 5 L
RI4H#ES (aCGH - array-based comparative genomic hybridization) -~ EEAXHEZZHE
PP (SNP array - single nucleotide polymorphism array ) ~ gPCR BAR R HEACH]
F (NGS - next generation sequencing ) ° EEEFATEF - NCSEKAMTHELEYER

£ (Dbioinformatics) SEHHHVERIIHT LEBHENHAEMEY - BHEEES > B
RS HEEPRRE R B4 © 17 B AT TS e T B AaPCRA R DigiEs s @
EBEAIRERT T (array-based technologies) ° HBIFESNP arrayFl aCGH - BRIE40
FegetEiR (mosaicism) EFRHINEMIERFERRSE - S &R EEARE
ER7ENHIERER R E EEHIERE - H » qPCRAEEINaCCGH - EABIEAMR
FtE3 (lower false-positive rate) > FHlth » qPCRIARER{ERIPGS T -

[0004) HrimmE EEATEIGZEE{LaCGHAIPGS & » HNE S E
F B af7E% (feasibility of an easy-to-use system) * B REE B ERH TR =

I AT AEFEF (s (IVF centers) » OJ#EZE S - 28 ° HRAIZigPCRATE IR K
F28H 11 H(EHRAES)
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HIPGS4EREE S ANEMR - RILEIESIRAER L E— S HEZIQPCREVAEE

1 aCCHYF SHYPITTHE -
[%EHRE]

[0005) #A%BHHVERRE—IEF ARG EE2R SEBETE (qPCR
real-time quantitative polymerase chain reaction) HHIRRRGIER(ZRE Y ERtg P R E
et - H T ZERASESORMAGHATIIEAS - ZiBqPCREMTEIFMEMB AL ERE
@ et (markers) DURAIFFEEAERG - MLASHZEE (LNA - locked nucleic acid) i
(BafigRet © #ELL - EFIR M —EREER B ESERENPGSES - BASHEE
s E AR/ DSRIAERZ BT -
[0006) Al HeY - ASFRE —EF| A R8s E 8 S s < E
(gPCR - real-time quantitative polymerase chain reaction) ¥ HIFRIGHYIERE (LR > &
G HAGRERASESI6RIERGEARIAAG - 14— tqPCRIZEZF MR 2L
AefZae (markers ) U HIFERE(E S - Hoop - 3% Ete - & & 2 /D 2{EER$T (probes ) »
140 R Rt 1 54 88 2 HHEREL R P31 (reference locus) KAEEAR A &R B
® ER e BIEEREERS (targeted loci) FIRFESNS [F#F (outside primer sets )
EANG|F# (inside primer sets) » H&ER$T A E D =ELNABHINXEE - B
SR LRSI E PP SIS MEFFS (exon) L FIRSEGIEFSIFTER
HIPR<F M (conservation ) » (EEREH G LAERES R4S & _EA B REREHBHIEFT -
RARARRE N ;AN E—RE/N5 | FH P2 —R5 [FAr A& FF5(intron )
A - LAHECRATRE < B FF7 | & DA RRS R S EEXEE 751 (genomic DNA )
RS > TIE R B KBRS (precursor mRNA ) B8 - SRl #emE
ME o

BIHE 1 H(EPRAEE)
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[0007] A#HHENEKRFES @ Hb  ZANHREREFIIRHAESF
515 -CCTGGCCACCG-3' Z#&st (75l : SEQIDNO : 1) ; i BEEHE
FESIEsH 4R EF5S -GGGCAGCAGC-3 Z##t (FF¥I%£ : SEQIDNO:2) »
% MiTESEAZER (LNA) ZEHERET 73 I LARIFER [El e TR - R B L HAR
HRERE REREBEYEE © M HREREGEE RAER L2 RERF
51 - R ERER TR E 2 5 EE N E R B E 5 [ FHrEE -

[0008) H » ZEIEEREELIFAM20BEG] » HRi4HS [FH

( 1IFAM20B-F/R-out *~ 1FAM20B-F/R -in) HYFF-7IEE » Ho - HEREREESN 5
¥t (1FAM20B-F/R-out) Z FF%!|&E5E {4>chr1:179040981+179041348 » ¥ ERELRE A
5|F¥ (IFAM20B-FR-in) ZFF5IEEEI{%R>chr1:179041176+179041262 °

[0009] AFHERFEE » H > BEEREZEVESH] 513 - 18
21~ X~ YiRZ 68 » IR REAMRBIER - B EEREIEREZ RS
HE AN E SRR ES | TRy EE -

[0010] A#HNEHFEE » Hp > Z8EEE (LNA) ZERHVELESE
FEFAMTM K HEXTM % 73 BIFER T —8ReHHYS -l » BUAL —ERETHI3 -UmflEE
LEBHQTMAE Bl RS ®

[0011) ASFERNIREt—FEA DRI ARSI ERERZEH (kit) - H
FIFRTLE G & RERE - EFIRE R - FHENIERARNE -

[0012] AZFERAHIRMGTIBAER @ AR HAVIER AR ER R - & R EH
AIEERIHARH S HIERGE ARTEEEEH R (PGS) J7E - BBRTM 2 EFtgF
BB TR LI L EREBE T HIER AR - ERei 8
EREERETE A MR AREZ FFEE R (ongoing pregnancies) * 4953.8% * &
TRASF IR A EREER 1T - HATIER R KRSt RAESIEEZ F I B

F4H 1 HEHRAD)
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EREERAYPGS - TIIREEUMRI R (EREE1-2 X Y) &l EiT2H
PEHVERR ©
[0013] #AEFEAZ RZEHAENAFHTRERES - 00/ N RI T2 W
BALASMERG - FELLBTHTEERRARTE A (fresh embryo transplantation ) HIESE -
[0014] AZFEALER L HAY - PR Z &R & kEERE - 2458E
TGN & B EFAHER AL - ABEARHE L B - TR HMERS - EFH
ZR/—RATMBERZ B -

[ =]
[0015]

1A - 1B&AS5BF RS £ 25 S5 =URE (qPCR) A HIRRRGHITE R a8

TR R EE -

B 1C{4 A S AR RS E B R A B URE (aPCR) RIRRRGHVIERE (SRS > 55

— R AR T R R g

B2 (%A S 9 FR BB i B S BB FE (qPCR) AR HIRRRGHYTERE (88 > FE61
@ o wipwRiETER -

[(Er=\]

[0016] LATFERBAASEEAFIFIRNR; € 8% S\ FE (qPCR) R AIiERE
HFERER L Eitle R KRSV BAR TR I -

[0017) AZBRRM—IERA RN € E R SEs#E S FE (gPCR) HFTH24
RAREFFRERRBAITE - Hb > EHAFPHACRLFEZHIRERE

B F EEEL R 7 155t - W DASERZEE FL T (LNA - locked nuclear acid technology ) #&
ESH 311 H(SEARED)



1576431

B SUUEE ZEHE | FESETERE RIS —REY - F—XIEE R AR
EEFFS - FIRF AT EAN RS | T HEBEERE RS » FREITE IR - MR
St BRI A R EH > ek RS E ERST8E AR IE (qPCR)
R SRSV &

[0018]) #0fE1A~E2FT » BURASZEEAF FHqPCRARHI A JFRERGHYZ FEE A RS
2 Bk S & 0N [ AR~ B B R R B R R (AR ah 4R [E - Frall 2 s
BATAER

[0019] ZE—XIEHE - WE 1A - 1BF/R » BAAF R IRE R g B B AR
BEZ AN T4 - s RRRGARRR T AR R

[0020] F:& : ME2FTR - EARR AT — iR 16 2 R RE 3 L [E0
e xR AR R B H AR AL R RE 2 N5 | TS BBt

[0021] SE-XIEHEWRBRBCEYE - ME2RT7~ @ % IR AN AL B H A AL K
Z N5 FHPAME —RiES % 2 ERE Y DETHREY - EFERSS
NEZE— R B ERBEEFS E 2 et UBE - SRR - st
5 U AEECHEXTMEBAFAMTM 7 BlEE 37 I Z {22 SEARECBHQ T Bt » 2B
HEECHEXTMEAFAMTMEBN 7] 8% 885 ‘

[0022] EEEEE - FoXKIEMWRBBEALELER  UMEANREEER
EsfE\SE (¢PCR) E=ZH -

[0023] ASFEH A {55 F BN € ER SES# UK FE (qPCR) 1R 5 zUE T
MERETE A RIEE2ER (PGS) - AZIEAHIES HIIERM/BEZF 136 - 18
R SE2100% - XM Y408 - W FEESE LR AS 1 Rl Al Z ¥4 8R4H (control set) »
ALARTEZ tAs - B « 2RBRAEEMEX - YRACE » SSu R iFEE

fZRERY EFE4H (targetset) ©
£ 6H 4t 11 H(EHRAE)
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= 1 ARAAE IR SRR R ER
HIE4HEEET 51 (Control set probe sequence )
HEX —5"—CCTGGCCACCG—3’—BHQ
; - 1EME/#HEg|F o
e R (forward/ reverse primer) FFHIEE
1 FAM20B 1FAM20B-F/R-out >chr1:179040981+179041348
1FAM20B-F/R -in >chr1:179041176+179041262
B 1EaH st 75! (Target set probe sequence )
FAM—5"—GGGCAGCAGC—3"—BHQ
: : Ea EEST .-
e 2N (forward/ reverse primer) Py
URBI 21URBI1-F/R -out >chr21:33706393-33706556
21URBI1-F/R -in >chr21:33706443-33706522
. TIAMI 21TIAMI1-F/R -f)ut >chr21:32582430-32582602
71 21TIAMI1-F/R -in >chr21:32582484-32582588
TRAPPC10 21TRAPPCI10-F/R -out |>chr21:45457611+45457826
21TRAPPCI10-F/R -in >chr21:45457699+45457783
PRDMI5 21PRDM15-F/R -out >chr21:43279112-43279292
21PRDMI15-F/R -in >chr21:43279123-43279253
MBDI1 18MBD1-F/R -out >chr18:47800159-47800294
18MBD1-F/R -in >chr18:47800188-47800275
18 ZNF236 18ZNF236-F/R -out >chr18:74592149+74592311
18ZNF236-F/R -in >chr18:74592157+74592265
CTDP1 18CTDPI1-F/R -out >chr18:77513629+77513793
18CTDPI1-F/R -in >chr18:77513666+77513758
MTMR6 13MTMR6-F/R -out >chr13:25823301-25823552
‘ 13MTMR6-F/R -in >chr13:25823445-25823508
13PCDHBS8-F/R -out >chr13:53419845-53420030
13 PCDHS 13PCDHS-F/R -in >chr13:53419866-53419995
13PCDHS8-F/R -in >chr13:53419922-53419995
IPO5 13IPO5-F/R -out >chr13:98655080+98655268
13IPO5S-F/R -in >chr13:98655149+98655224
ZFY YZFY-F/R -out >chrY:2844794+2844938
v YZFY-F/R -in >chrY:2844826+2844897
KDMSD YKDMS5D-F/R -out >chrY:21871539-21871720
YKDMSD-F/R -in >chrY:21871564-21871641

FTH £ 11 REYRAD)
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ZFX XZFX-F/R -out >chrX:24226376+24226585
XZFX-F/R -in >chrX:24226424+24226508
HUWE1 XHUWEI1-F/R -out >chrX:53573627-53573781
x XHUWEI1-F/R -in >chrX:53573688-53573767
EFNBI XEFNB1-F/R -out >chrX:68060064+68060217
XEFNBI1-F/R -in >chrX:68060099+68060172
XPNPEP?2 XXPNPEP2-F/R —f)ut >chrX:128873141+128873289
XXPNPEP2-F/R -in >chrX:128873173+128873264

[0024) 4 ERIFTR @ FERGE—EEAEERSHSHEE
(gPCR) - ZEFEAGESE st ABIR/VEBFE=BUNERAEEREE @
SRS o st H R R FTE T AV RN E T IR HA R B 75
5 -CCTGGCCACCG-3' (FFFIESEQIDNO : 1) Z#Est ; MH MR A E
AR > st E B IEAERATET B EERE R R4 75
5 -GGGCAGCAGC-3' (FFFIERSEQIDNO : 2) Z#Est - a4 RiFst 2 Bl AR
RERVE AR THEE (LNA) {26 -

[0025) iz 51F% (primer sets) & » (4753 RFh5 [F¥ (outside primer
sets) EANE|F%} (inside primer sets) * H & » MIRIFTR - ZEIRAA L EREHIEH
BEEERREEZ 574 - LIFAM20BA®] » 7 1FAM20B-F/R-outk IFAM20B-F/R -in3k
— AT S AR E SIS (SEQIDNO © 1) &&R5I T8 - H - $ig
HERRESNS [ T2 (IFAM20B-F/R-out) =2 BB {%>chrl: 179040981 +179041348 »
HHIEEREAS | T¥ (1IFAM20B-FR-in) ZFF7IEEHRE
>chr1:179041176+179041262 °

[0026] #WFRIFTR % BIEELERELERAEE G - HEEARE
EURBI ~ TIAM] ~ TRAPPC10BA lzPRDM158% » A21URBI-F/R -out * 21URB1-F/R

-in ~ 21TIAM1-F/R -out » 21TIAM1-F/R -in * 21ITRAPPC10-F/R -out ~ 21TRAPPC10-F/R

%8 H - 3t 11 A(EYSRTE)
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-in ~ 21PRDM15-F/R -out ~ 21PRDM15-F/R -indk /\ ¥ B2 Aij il B fEEL R EE 51 ER ST
(SEQIDNO : 2) #5885 F# » Ho - BEERBELSURBIZIN | FH
(21URBI-F/R-out ) BYFF5 & E {%>chr21:33706393-33706556 » H £ B URBI

ZW5|F% (21URBI-F/R-in) BYFFEEE % Fs>chr21:33706443-33706522 ; HEE

R BTIAM1Z 415 [ F# (21 TIAM1-F/R-out) HIFFFIEE %

>chr21:32582430-32582602 + HEZEHRE BTIAM1Z N5 [ F# (21 TIAMI-F/R-in)

B B B (% By >chr21:32582484-32582588 ; B EALRIBEE B TRAPPC10Z 45 | 7%
(21 TRAPPC10-F/R-out) HYFF 5| EEE4>chr21:45457611+45457826 » EAZEELREE &

TRAPPC10Z A5 [F% (21 TRAPPCI0-F/R-in) HIFF5EEE (%5

>chr21:45457699+45457783 ; B EEHEE BPRDM15 245 [F# (21

PRDM 15-F/R-out ) B3 &5E {%>chr21:43279112-43279292 » B AZELRIFE BPRDM15

ZA5[F# (21 PRDMI15-FR-in) Y5 IEEE{%R>chr21:43279123-43279253 -

[0027) ORI 3% EEE AR AR 18R RG] B BHAEERE

EMBDI ~ ZNF23611 &z CTDP18%  #518MBDI-FRR -out - 18MBDI-F/R -in -
18ZNF236-F/R -out * 18ZNF236-F/R -in * 18CTDPI1-F/R -out * 18CTDPI-F/R -in#t /"%
@ Al BREREFIIERSE (SEQIDNO : 2) &&/I5IFY - K » BEER

B BMBD1Z 45 | F#f (18MBDI-F/R-out) HIFFFEEE %4

>chr18:47800159-47800294 » H{ZE K AMBD1Z N5 F#f (18MBDI1-F/R-in) #Y

FF%| & (% Fy>chr18:47800188-47800275  H AL RIEE ByZNF236 2 75 | F %
(18ZNF236-F/R-out) HIFFFIEEE (%>chr18:74592149+74592311 » HAEELRIEE £y

ZNF23622 N5 | ¥ (18 ZNF236-F/R-in) HIFFFIEEE %A

>chr18:74592157+74592265 : B EEAREE BCTDP124b5[F¥# (18 CTDPI-F/R-out )

HIFF 5 S5 B {%>chr18:77513629+77513793 » B1EEKEE ACTDP1Z N5 [F# (18

CTDP1-F/R-in) Y5 EEE {4 A>chr]18:77513666+77513758 °
FIH 11 HEHRHESD)
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[0028) #FRIFTR - 3% BIEEE S ERULERERES] - % BIEERE
AMTMR6 - PCDHSLA K IPOSES » 5 13MTMR6-FR -out ~ 13MTMR6-FR -in
13PCDH8-F/R -out * 13PCDH8-F/R - in-1 * 13PCDHS8-F/R - in-2 * 13IPO5-FRR -out *
131PO5-F/R -indk-t ¥ B AR EEFFFIERET (SEQIDNO : 2) &5&HI5(+
¥ Ho o BIEERERMTIMR6Z M |[F# (13 MTMR6-F/R-out) HIFF5IEEE
f4>chr13:25823301-25823552 » HAEEEE BMTMR6Z A5 | F#f (13
MTMRG6-F/R-in ) HYFF51|EEE (% By>chr13:25823445-25823508 5 HAZELREE APCDHS
Z4N51F% (13 PCDHS-F/R-out) HIFFFIEEE 5>chrl3:53419845-53420030 » B
EREE BPCDH8Z N5 [ F%f (13 PCDHS-F/R-in-1 ~ 13PCDH8-FR - in-2) HIF5] ®
H B % B>chr] 3:53419866-53419995 B4 Kz >chr13:53419922-53419995 + H 1Z#ELA
FE RIPO5 2 915 [F¥#F (13 IPOS-F/R-out ) B 75| EaE f4:>chr13:98655080+98655268
BRI BIPOSZ W5 T4 (13 IPOS-F/R-in) HYFFFIEEE %5
>chr13:98655149+98655224

[0029) #FIFTR % B ORI ERY BB % B A RE HZFY
LA B KDMSDHE » 2 YZFY-F/R -out* YZFY-F/R -in* YKDMS5D-F/R -out * YKDMSD-F/R
-inFt PO SARTI B ARSIt (SEQIDNO : 2) &&/I5ITH  HF - @
EEERE BZFYZ 4 | F¥ (YZFY-F/R-out) BYFF7I#EIE (%
>chrY:2844794+2844938 » BIEERIE BZFY 2 N5 (F# (YZFY-F/R-in) §IF5ES
B {% Fy>chrY:2844826+2844897 ; B EAHEE B KDMSDZ 45 | ¥

( YKDMSD-F/R-out) HYFFIEE{4>chrY:21871539-21871720 » B EENIE &
KDM5DZ A5 | F#( YKDMSD-F/R-in )RI P 3 EE B {4 Fs>chrY:21871564-21871641

[0030) #RIF~ > % EIZAAERMAERX AP - HEEERE R

ZFX ~ HUWE1 ~ EFNBI1 A B XPNPEP2#F » HXZFX-FR -out * XZFX-F/R -in

XHUWEI-FR -out ~ XHUWEI1-F/R - in * XEFNBI-F/R -out * XEFNBI-F/R -in »
$10H » 3t 11 HEHRHESD)
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XXPNPEP2-F/R -out * XXPNPEP2-F/R -int/\ #8573 B EEENEF7 88T (SEQ
IDNO:2) 45&8W5|F¥ » Hop - BEERBERZFX 2554 (X ZFX-FR-out)
2 P& B {%>chrX:24226376+24226585 » EBRREBZFXZ N5 | FH (X
ZFX-F/R-in) HYFE5EEE (% Fy>chrX:24226424+24226508 ; HIZEREE BHUWE1Z
4M5|F# (X HUWEL-F/R-out) HIFFEEE%>chrX:53573627-53573781 » B3k
A AHUWE] Z N5 7% (X HUWEL-F/R-in) BIFFIEEE %5
>chrX:53573688-53573767 : BAZ#LNEE HEFNBLZ 415 | F#f (X EFNB1-F/R-out)
B FF 51| B {%>chrX:68060064+68060217 » EHEERIE BEFNBIZ 5 |74 (X
EFNB1-F/R-in Y5 #E B 4 By>chrX:68060099+68060172  El #Z5: PRI £ XPNPEP2
Z4h5 | F¥# (X XPNPEP2-F/R-out) HYFF5 R %>chrX:128873141+128873289 » H
FEERIEE R XPNPEP2 2 A5 [ F#f (X XPNPEP2-F/R-in) HIFF5IEE %5
>chrX:128873173+128873264 -

[0031) A BIEEREERFYIBRETER T vl st Rl e i TREE
EARRAISL - SRS EAN A RS E TR R IARRHIESE -

[0032) A& HWIREREEFFIERET k BIRARBEFI R 2HBLNAE

® Bt EEE » Hop  BREREFRFILRSTHIS IntEsc AHEXTME LIRS @ % H

EARERTIEEES IHRNESCAFAMTMZ YeiZ:C (IDT - Integrated DNA
Technologies, lowa, USA /' 3£B] » FEHIRZELALFERT ) » HHIRAREFYIEREt K EH
BEEREEFFFIBRSTHY3 In S EHIHIE EAEECBHQ -

(F552a5iEa ]

(0033] #&

£ 11HE 3 11 HEEREE)
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GElEI|
<110>f584
<120> F|FHENRE € B H S EEHEHUE (qPCR) RN ERRASHIERERZ BRTEREES
<160>2

<210>1
<211>11
<212>DNA

<213> A%
<400> 1
. cctggecace g

<210>2
<211>10
<212>DNA

<213> A5
<400> 2
gggcageage

FIHE £ 1HFEIIR)



1576431 —

D_}:—}j “’—é"/ﬂ“" 3] {éﬂiz&'\ 105 £ 12 B 16 BBESHRE

[ SEUEE D

[35178]) —fEFIRERE 2 F &8#E < E (qPCR) 1R HINERGHIIERE R
ZERRE S K E PCREEFEM MR L RS AR LU HIFF BB AS
b ZER A EE - HRERERYIERE - —BEEREFYIERET - 8
A IREREE HEERENRE ES [T ZHREAREGR S REERAR
MERFT > %5 HGI RtV IRERBEFIIBSHARFFIS
-CCTGGCCACCG-3 HJSEQIDNO : 1781 © % BIEEERNE4IEE 2416058
NEBERFY - BB %24F RGP HY B RN Y IBREHAZER FFHIS
-GGGCAGCAGC-3" HISEQIDNO : 27 #8¢t - sz W IREREFFIEREt sk BiE
EREFY GRSt & A LNABEMXE L

[55215]) WRFBEMEES | HTl L e Ts - Ho  ZHRERER
FAM20B - 3% ¥0EE RSN [ FEHI R EE%>chrl :179040981+179041348 »
Z HIEEREAS | FHHI P EE (R F>chrl:179041176+179041262 -

[5376]) WRFBARERES 1 Bl T s - & BEERE RS2k
FERNITHERFY - HEEARBEAEEURBI » TIAMI » TRAPPCIOL K
PRDM15 » He » BEEEREE BURBLZ 4 [ FHEVFYIEE %
>chr21:33706393-33706556 » HEEAKKE HURB1Z A5 [FHAIFFIEEH R
>chr21:33706443-33706522 ; HEERE AETIAMI1 24 [ FEBIFES & E %
>chr21:32582430-32582602 » HIEEREE 5TIAM1 2 A5 |[FHHIFYIEE R A
>chr21:32582484-32582588 ; HIEE R B TRAPPCI10 7 4h s | FHHI 5 EE {4
>chr21:45457611+45457826 » BIEEREE BETRAPPC10” N5 | FHHIFYEE {4

E5>chr21:45457699+45457783 ; HIZEEKNEE BPRDMI15 2 405 | FHIHI 5 EEE {4
$1H 4 AEHPFENER)

W
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105 4 12 H 16 HEIEEH®EHE

>chr21:43279112-43279292 » B EEEREE BPRDMI5Z N5 [ F-HHIFSIEE LA
>chr21:43279123-43279253 -

[B47H] WFFEAGEESE 1 WL Ee TG - % BEERE RS 186k
FERATNERFY - HEREERBEHBEEEMBDI « ZNF2365 K CTDP1 » &
o BIEREREE BMBD1 Z S [T HH 75 #EEl(5>chr18:47800159-47800294 -
HAEEL R BMBD1 2 95 | F 4975185 B {4 &>chr18:47800188-47800275 ; H
FEELRE By ZNF236 2 915 | F 40955 | #E B (4>chr18:74592149+74592311 » B4
E R BZNF236 7 A5 [ TR IEEE 4 By>chr18:74592157+74592265 ; HiE
LR B CTDP1 2 40 | B R BB 4>chr] 8:77513629+77513793 » B REELH
B2 BsCTDP1 2 A5 | FH IR | #EE {4 B>chr18:77513666+77513758 o

[5B57H] AEHFFAEES VIRAT L Eite-PE » % B IEEREE Ry 1354
ERNIIERFY - EHREEREHEEMIMRG - PCDH8LLKIPOS » H
B AEE R E BEMTMR6Z 505 | TIP3 & E {4>chr13:25823301-25823552 » H
FEELRE BsMTMR6 5 | T4 0I5 | EE & {4 By>chr13:25823445-25823508 ; H
FEELRE By PCDHB 2 415 | T4 5 il {%>chr13:53419845-53420030 » HfZEL
RIEE BPCDH8 2 N5 [ T- Y5 BBk 4 By>chr13:53419866-53419995 L K
>chr13:53419922-53419995 ; B EELREE BIPOS > 405 | F I RS EE 4
>chr13:98655080+98655268 » H {EELRIEE BIPOS > N5 | FHHIFEFIEEE L5
>chr13:98655149+98655224

[ZROH] WERFEANEES 1 Fl EiteFE - % BEERERE Y
FREARNINVERFS - HEFEARBEHEESZFYURKDMSD » Hob - B

REERZFY Z 905 [T HEFP ISR E%>chrY:2844794+2844938 » H HEELRIEE £y
B2H - # 4 HEYIDAYFIEE)
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1054 12 A 16 HEEIEEEH®RE

ZFY Z N5 [ FHRIF3 IS5 E % B>chrY:2844826+2844897 ; HEELRRE BKDMSD
Z 95 | FHHIFYEEE (#>chrY:21871539-21871720 - HAEERE HKDMSDZ A
5 | FHHIFY &R E 4 B>chrY:21871564-21871641 -

[B778] WRFEFEES 1 HATZ Eifg ¥ 6 - 2% HIEEREREXEE
RERANHNERFS - EEARBE(HABEEEZFX - HUWEL » EFNB1LUK
XPNPEP2 » Hf » HIEARNEE BZFX 7SN | FHZ Py EE %
>chrX:24226376+24226585 - B EEEEE BZFX 2 A5 [ FHIIFFIRE G
>chrX:24226424+24226508 ; HEEEEE BHUWEL Z 415 | FHHF5 & E 4
>chrX:53573627-53573781 » HIREARNEE BHUWELZ N5 | FHEFFIHEE %R
>chrX:53573688-53573767 ; HiZEELREE BHEFNB1 2 M5 | F 5 E 4
>chrX:68060064+68060217 » B fEHKEE BEFNB1 > A5 [ FHHIFES & EI A5
>chrX:68060099+68060172 ; B fEELPKEE B XPNPEP2 Y 415 | AR5 #EE 4
>chrX:128873141+128873289 » H {EELREE B XPNPEP2 (N5 [ FHHIF5 & E %
By>chrX:128873173+128873264 -

[(3E8TH] WHFBHEESE 1 W EteF e - b > ZLNABHIRE
BRBLFEFAMATHEX 2 5EARET » W57 BlIE N X B IR E B 7 5k ét Kk B
BREREFFSIERETHIS I

[(3597H]) WHEBFEESE S Hrll s eV a - Hf > R RARKERF
FULRSHHYS TmfRsCHEX - HH3 Imi# A HIHIE YeRECBHQ » 3% BIEE B FFFIER
$THYS TmiacFAM » HE3 I & SEARECBHQ -

[F10%H] —EADBANERIIFRER T EH  AfENRFENERES

1 2 97 E—TRATIZ B P 5 -
B3 H  #4 HE@HHAEHBE

%

i
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105 4 12 A 16 BEESHRE

[551198) — R E EAEES 1 BRI R8T A LU A SRS
SERMEBRRZTIE  BERE

E—RIEN - FIAHBERESE B EERBE SN [FH - $tEIEAadA
TERBEFY IR

G RATE — RS 2 BRI RS b [FiRE &% IR A R R 8 H AR
BN/ 2 N5 [ FEEEGEST » Hb > B35 -CCTGGCCACCG-3 ZSEQIDNO :
Uk R SHIRELRIEE 2 B)8t > TS5 -GGGCAGCAGC-3" ZSEQIDNO : 2{& %y
B AR 7 BT

T RIERALTRRCE Y ¢ 3 IR R e g B > Y5 | T A AT
—RiEN e BEREEFPY_ EETHRIEN - ERSRA S ZE —RE R A
REEFFF B2 BRat T DUBHR » WD - fERx Rt Z 5"t Yt sCHEX EAFAM
73 B3 I < HHEE YEAEECBHQ I B » B U AEsCHEX BAF AMBI BT 38 8O

BEEHE - ST IERGIERENAED R - MERRIE 8RR
FE (qPCR) EEZH -

F4H 4 R(GARFENEE)
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1576431
| [ 250 =) A 45K

JV:1CDW M

NN\ N\
cycle 1§, NTPs NN,
. Taq pol W
\A? cycle 2 M
e sy P l
AN\ cycle 3
20 more NN\ N\
2097 152 coples T NT " NINT
CIRTTINON™
B AR AR

1A

i
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y ' i 4 1 min;l; §44~7__°c

5 | 3 . £ i
§ 5% 45 seconds 54 °C
3

S'WTH'H M3 R )
¥ WWUMWWM forward and reverse
§  primers !!!
y l T 3 ten
32
[N T el 5 extension [

ol

“ |I ‘<~ \/ s | | - .

| “ | 1N, /' | 2 minutes 72 °C
N\

e only dNTP's

mmmmmmlmmm’r !
MW““MWW%MMM%Ws' L

7+ 3 AHGHHEFD
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Polymerization g : Ouon:::rJ
Forward
Primer Q Probe 9
L ] > ¥
¥ &
5 g
< e |
Reverse
Primer
Strand Displacement g
L3 b3 ¥
¥ &
s < —::
Cleavage %
' ‘
;._ > 3 .
5 ¥
< | cos—
Polymerization
Complotd N
3
. -,
> %

Ef
(N

'

®



