ZIE2 . 0522100214

FIMZ I s E AHROR B VR &

FERmPIATR: R AR SR K B B R 28 48 i 571
2 (AIERim&IENFE)

FmEERH: F=K

BHiE AR RANEERARK (R) BRAF

Ex#misBEEER

EX g 1085 %R0 P



B 11 O OO OO o 3
= NG 1S OO OO I SO 3
o I A BT it 3
T A TR i et st 4
FLR BIPIEIR oottt 4
o TEBHEIR oo e et et 4
T B RBTHF ZEHEIR oo bbbt 7
T W RIEAAEIR oottt 12
AT e N o< e OO s OO 15
BT T Moo e et s e b 17



HEAERFR

— HIFAZR

T haFEERY () ARAE

—. BRIFAER

AEFAEEFHEATTAERE A F 88 St 8 T4 2 #
7701

=, HE/ribut

AE TR EFEART K RXAA 47 88 Tt 8 T2 &
g6 301 E; AR TAKZE G EATR XA A4 88 T 6 5
1 303 F; W EREFEARFL R AE 88 5
e K14 %



TR PR

("‘ ) jﬂlééfﬁlﬁ&uéifa"

EZ,

3 Y4 R FE R A HE
B
SHRERAGRER, B —EERAER
1 | CAM A B qv. 2wk i 52 ulL/ 1
Fr B A vk 7 Y uL/ & *
2 CAM Bk fh. g KIGFT AL B WY B 52 pl/ % 1 %
3 CAM 280k 7 1 O fE 7,8 132 ub/% | 1%
4 CAM 211 3 2 T AR AN 66 uL/ % | 1%
T4 % RAZ B B 2 0 L« AL
5 CAM 22 35 1 ‘ 158 ub/¥% | 1%
Y = ¥
6 CAM i 1 T4 2 B E B, T4 DNA BAH 52uL/% | 1%
AL, ZRFRELFR. ALE.
7 CAM 42 7 3 2 N 2 132ul/% | 1%
. SRR "
8 CAM B 2 Klenow (3’-5" exo—) B 14 L/ 1%
“HRERAAFR. BERFH . RE
9 CAM %2 W 3K 3 ‘ 686 L/ 1
o S WE 1 X
10 CAM % 3 T4 DNA i %= T pl/x | 1%
11 | CAM=PCR 5 & DNA RAWe. INEAMEM 58 660 pL/x | 1%
12 CAM £ 5| 41 % H BT 5 104 pl/3C | 1%
\ X 5 uL/3L,
13 CAM R4 24 AN E B 14
28| A E BT 24 /4% 7S
14| CAM [ Xt P g 46, XY A 41 DNA Pul/x | 1%
15 | CAM FH M xtHE 5 1 47, XY, +13 AFL 41 DNA 3 ub/x 1%
16 | CAM [E M8 F 2 47, XXX A ZE [ 41 DNA 3 ul/% 1%
46, XY, del (15) (q11.2-q13) (AS) A
17| CAMPERE A B 3 D@L AP UIARE |y b %

21 DNA




* R4k 5 W] &2 TR
(=) =omiAie
AR & F TR RN Z 18-26 A 243 1 35 KA
AHPE 135, 18 5,21 5. MRERAFEEEK, UK
%15 T REIRqll 2-q13 KRB K FIL.
ATEHNFEEAGRZE. ghE2E. BFEhE LI
Fe )LEEA e LIRS A8 130 180 210 X. Y SR EREE
5 RF AN K AR A2, LR R A K
EAAE M Z2 i, HATHRIL 13-ZRE AT, 18- % b
fE. 21-ZARGEAE A9 4 A4E. Klinefelter 4 &4E.
MM A AE . AR M F A AE AT Prader-Willi % A& 4E/
Angelman Z2-&AE 7 7 4 BY 5 7
TERTARERREZRER A REDRE T £ 5
BEFRERILEMAIAARRENEA, THHATEESF
FEAEAR K PR S, AT IZ R R el e, LS
EZENEREFENL (WRLEFRERNL) FE2ARFE
FATH KW A ZKE. AW RNAFEE LA
R OB EAREEEDY WHERAE. EHAT
ZARME, LA REER RN ERE, FHEZEAR
R B gL R Fn BN B IR M, FFAF M KB Rlg B &
.



AR B E RN R SF, T DAEA w25 ¥
v — R, e R E AN S SRAE . BEREF RN
HERHATEEH. MHRERTHHREMREEERER,
H 25 R A R 4 Bl IR AT 2R 6 I T

AR A B B9 A0 W TE R AR R TR 4 T e R Y AL
BT, BUE HIEM E RSB R EAM K AT LT E.
G R o R RPN TP 2b ol 1 v gl 22 | B N = o e
= .

R & RN 2RI, YHFERNKRE
RE, 2R AR A G 4R B R

(Z) PR g

24 MK/ &

(@) FRiRbRE

AR B 2 3 R s AL MR 3%, @ A kP 2L 41 DNA
HATH B RomtE & fm “A” ROBL. AedE Sk ROM R PCR
E%, & DNA R B WismiEsE Lt A L Rel, M
DNA XU, R CUEAmm# | FX R £, @A PCR ¥
B, FEXENERTI R B R — A%, BT R e
ANAF B K LR pritm s, A EmIEe, &
MEFRAWMN—ANEH BRI, RESEHKAET
WASHAREINFME, EREZMEHE, KREFIME
K. sBidxfEBH DNA #ATIF, RS T 75 A K



S K F MW T F#HAT A, RFFIE F 4R LA iy
TR, BRHFEATE WY ESHARA R,
AME I35 18 5. 21 5. BEREARRZEHAEERE
M, UKRE 15 FREMR qll.2-q13 R &k, ATWE
HLAERE )L 38 K o o 4 B0

= IEEKER R A

(—) TEZRAH

1 BERATR 2 4

KA EETERMAEERFBRARALE. FBRARNZ
M bR KB E RN B R AR R F
dNTP. fm “A” RPLFEE. fn “A” RN AR, #FLEER
R B AR N Z PR . )T PCR G . ¥
51 4. MEMExTEE &, BB RS,

XS AR AN, B AL R 5 B aE A
EATRITE W by A8 A . HiF AR E %,
Rt R EEM LR, fE T2 EEREME N ER
BEIFEA I B4

2. ANk B xR R B R

PV SERBEEEESE R 9 X, BEZSHAAE
WET AR XA, mARERALEL DNA #& . AkES
4, B & T B AR R R e A 4L 4L DNA
HREKE K. BRMREELR 9 X, EEKEELRE T X, &



BERMREMRRE ST EE R, BEZT & THE
WA RRA. EEAMSE R 3 X, Bl ERRA
By N R 2 e 7 Ak I ZE DNA ) %

KA EEHE 3 AN SR 1T ANEMAESE, Hh
AZEPI 4L DNA A, T A A2 0 R B 45

(=) AFTERBBRAME

HIEABT U EREFHE, #HETEAANEETR
RO ¥ BB R T BEERRAN S RN S8, BiEHF
AXE. BENZBREFIOXA . ZRAA KA. WFRA
FMNFHEEERE, #ET RERNER.

HiIEAB I L HARRAAEWNHX G HIE, FESTY
W58 KEIFH#HATTH RN, AETREATT

7

N\

(=) SR IRE

KBRS HETENRCIBERE. FEE. D
PR, AT 4 R

AT, HOE A AR R R AR R R AT
K. FREEAGEEERRE BBRRFEARIATHRN, SHA/K
FERWE, ERETHMEFEERNI00%, HAMSEEN
100%, MAFEZFEH100%. 745, A 3MKA &5 5%
CHESEE RHTERN, SNERE REESE RS
. PAESE B A F I H100%.

Bu

D
7

%

N\



BEEARET, Fig AMEAAFERA K. B AR E
EARBERARERE. FTRMNFHE L, St FREFER
HY SR FE M . 55 FE M DA R AE AR B #EAT 200 KA 5 LA
Ko FIRERZN, KAl eErEfn/ e AREER. B
A/ BT SR AN TR R R B B RAT

o ) PR 50 A R AR 3N LKA B HATHE R
B35 LR Bk, 185 RERIERER. 21554
AR BAER, MR RN KIS T REKqLL 2-q13
% B FE M 3 KRR AR 5 M S KRR AR 6 A TR R B T
B, IR 4 FLBYDNAR 46 N\ B 1% IE 2 52 I Wit #H AT 18
M. #FRFH, KA & RERE R &E WO KT
30%. DNARIEHNE KT 10 ng, KA &N EE AR >

AT R, e T AR 5 R AT

KFTHAR, wiFALN T F N AHERNEFEETH®
Wi DL B AR S An LB AR W 5l N ANRE M TR, X
KAER I e IR M T3 AT T K. BRE
B 0.1 mg/mLE 2L & . 5 mg/mLH i = B . 3 mg/mL
EDTA-K2. 5% 21 48 g, A~ 2 % 10 i 40 U 45 R 3 ik T 4
BHR B 4 & A 09 B % M AR I 4L DNA 5 s JLDNA & 4 B
WE XER L, 2O B TR . ARG8T 5”&
KMNEEERNRALEREMEERGRLESN, ERET



B B 40 0 75 B 0t & fie R A AR I B R R R T3t
K8 40 HL 7T 30 bk B 20% B 2 x4 55 fis SF AR AF AR I 4 R 7T
e a7 R 2 3 S N [ e G i B

KTRXF L, $FANZMKKAHATHT. FH
RAE N EE 4ME T2, T3, T4, T5. T6. T7. T8. T9.
T10. T11. T12.cT14. T15. Tl6. T17. T20., T22.
1p36. 33-p36.22 k. 4pl6.3-pl5.2 Sk . 4q31. 3-q35 %
% . 5p15.33-p13.3 Bk, 7ql1.23 dkk. 8p23.3-p21.3 E
4. 11q23.3-q25 Sk . 17pl2-pll. 2 Sk, 22q11.21 &k
HARH#THR, KXAXX. ARERKH, KEAF &R
M 55 B S B Fe B AR R A S M A R Y AT T

(29 ) FEVpER)BT4E

IR AR B A B R I K S KRR A, R DLER 9 4
Mo R B AR RO W A RAE AR (4 RAFARBCH] ) 2EATHF
5, LSRR 180 BIAE AR, NSF AT T B IL.

NE R 340 ke R F KR SHE AT T Wi,
HRER T

1135, 18 5. 21 5 @ RAE R A i

MRAE AR Ry “DVI3” . “DVI8” . “DV21” #ifH
HATH W S DV 1 B, AERAIZRERZARAME; L DV
> 1.1 B, AR 17 R B R = AR .

2. M e R A B AR T

-10 -



IREAEARITAEY “DV23” . “DV24” H{EBHAT |17

a) Y DV24<0.1, F 0.9<DV23<1.1, HEANHREHAK
A AR BRI .

b) 4 0.4<DV24<0.6, E 0.4<DV23<0.6, FEA NS
BN JE TR

c) HALFIL NAEAR N P Je AR dF B AR T

DHEEMERE R ESERR L EER, JUME Lok
RERIEBERER N EERKE, UWEE AR &R
B ARSI R K R 3T 5k

g I HE A | A A {E
somsn | B i
A X Jefs, | Y s, [ DV23 | DV24 | DV23 DV24
%N %N
WO SR AT 45, X 1 0 0.5 0 0.4=0. 6 <0.1
Klinefel by A
tne eﬁ;er TE 47, xxy ) 1 11005 | 0.9-1.1 | 0.4-0.6
AW 2R A AE 47, XXX 3 0 1.5 00| 1.4-1.6 <0.1
M LF AL 47, XYY 1 2 0.5 1 0.4-0.6 | 0:9=1.1

Bk 1 0. 1Kk B BB B AR

2. X TR IUAE AR b3k A A T R N A8 T B e R A
A BT P AR AR, LR AR L BB R R R A A
B

3. 15 5 3@ K ql1. 2-q13 Rk 5k 7.

R Y AE A S B By DVenv Al DL K env_markfi, #RDVenv<-1, H
cnv-mark<0. 2B, HW7Z KA E KL, & 0% DKok m N 6t
%K.

(&) HREHAFR

-11 -




HAE A RAAT T R EN (SR EN) . fF
R (FEREEMARKE M) foiz i it
%, UWEREMHAM xR ERFR (RERTE)

AR ENE (ZHEENE) #FRF, FiFAXHE
FHZHEAFET-1SCUTHRAE, HFT0. 3. 6. 8. 10,
12. 14 AR SF B ATHN, 72K ANEtEF &0
FRABIAA-1SCU TR, ARIINA,

ERAREE (FEREEMARBRENE) RS, ¥
H AR I X T R I A LR B S R A B ] R DR
TE R B A B W R BB A Ak 5% BT, FEE SR
B, SR FEREET-1SCURES, FEAM 2T
6K, BURFEEHEVE 3 ANAANAR.

HARREN: BARREE 28CEHET, M8
T2h. do gk KB R, FOKAF AR E-15C LT R
T, ARG M. ERBARE KRR, NFEKEIEERE
DNA, ZE-ISCUTHRAE S F, ARAHELLET 6
v

=, ImERIENEE

HIFAEZHEE —ARER. AHEARER., &
EARMBREZFZFERAFE—WEER (FFEARME
MEFNEERFEF-—MEBEER) . EXRERXKTFHES
—~EBL. F R T A RER LRI R KB TR T ER

-12 -



RI. IR I KA KBRS D BRA 255 B Ew R %
P2 o FoAZ B AT AT BB 5T, AR B AR A5 i R A
e R RE . AEAR KA R F AR,

HEEwEE B, KRB SN H B G
1519 6], o 13 SLE R =K MR 14 6], 18 F3E
K=K 54 4, 21 SRERZIK 181 6], HREREE/FER
174 4], 15 B ZE 4K q11. 2-q13 K Hk (CNVs) 3 4. &
BRSNS WA 5 2 AR 13 F ek =4k, 18 S5
BARSIR, 21 FREKRERA 15 FRER qll. 2-q13 K
B PR PEAF A 0 100%, PAMEARAFH N 100%; Ak
BB BRI SR 98.85%, PAMEMAE 3 99.85%;
BARIEMEAF A2 99, 53% (95%CT: 98.30%, 99.87%) , FAE
A 99, 82% (95%CT: 99. 34%, 99.95%) .

S5RGBT R, ENEA BRG] 1512 fFl. H
13 SRERAREERA 14l 18 FREKRR 54
B, 21 FRE/RZIR 181 6], RIBERIID R IAF GZ A 2
PR A e R A ARG 2R3 A 100%. P Je IR e AR
FEERT ] ST 174 4], A3 (45,X0) 21 . A 8 S RAEAR
15 . (47,XXY) 80 f]. (47,XXX) 36 ffl. 2 AKMEKR
2 B, C47,XYY) 39 fl. 2semBER 1 6l IRsid
B R A GAZ A AL (45,X0) DL KA (45,X0) B # &
AR AT G2 95, 24%, AMAFEZF 99.80%, 21 4l fH4E

-13-



AR 11 IR BRSNS BT IR AR T A (45,X0) , 9 4
HARR RIS Bk A “dF AT A B 8 SR 1
B A AR AR AN 5 W IR A R, R AR BT H 6
R A (47, XXY ) FE R A F 100%, AT ER
99. 16%; AW (47,XXX) DL A& (47, XXX) 8 #AERAER
FEPEAF &3 100%, PAEAFE 3 99.39%, 36 I [HMEAFARS
33 BlRIAR SN WA I (47, XXX) , 3 KB R4
v RA ANy FREATRRKEK ; BN
(47,XYY ) DLE A (4T, XYY ) By 8 &R0 6 M4 & %
100%, FAMEAF A 99.25%, 39 3] FE A A IR 4h 15 W7 i
FIBARI A C4T,XYY) 5 1 Gl AR IR SMS WTR 7 A U
W, RAESMAR AR LFE, 2T RS NRERT
5 AR AT A H R A E 99.76% ((95UCT
98.67%, 99.96%) , MAMEAFEZE 99.91% (95%CI: 99. 48%,
99.98%) .

b, R I 5 R B R R S5 B R A U R B
i R R K. 1% U A %88 Prader-Willi 4%
EAE/Angelman 42 GAEHH B W, 1200 A 7 NF i B
HRm, B R TFFEINRWIEET BREMTES R
Y AR ER, FHIEAT LT EWE G R,
¥ AT A5 RS Prader-Willi % &4E/Angelman 4% &

AN R B S #HAT A e, M ED RS 10 BlH LA,

-14 -



PR A e R AR . A K R AL B R AL A, T
in JE AL 7E At B AR 2R

M. FmZmMEHE

KA “YY/T 0316-2016 [EJy 2 K& 28 T B 7Y 2k
HIRLR” AR, X AT R A

ZEETH, EEWABAT L, AAZRANE LT
WRHZHEATRRE. SREARZE, ETHEEHE
AR R R < I e s

AERTHREERREE Z R LA RED RE 88
BEFRERLEMEZIAARRFENEAE, FEATFES
FEAEAR K AP A . AT IZ R R e JE S S
EZANERENL (ELEFRERFL) H2ARKE
HATH RN AR5 1. AR ENFER LA
HERATE CZR BT EOR G B A E ) B X AE . EHAT
ZARMET, MG REER RN EERE, FHEZEAR
R, N AR RE, HFEEMEANMERE
.

RIAF| B EE RN RS, SRLAEA 8l 15 W
My — KA, 5 KEANEERR . BERESE RN
ERHIATHEEHW . FAREERT BRI M EERZR,
H 2 RUH AR 25 6 IR FEAT 286 1 17

-15 -



A & AR U T B R T A R B 5 Y B 9T LAY
BT R TUE FOIE B RS KE A K A AT kAT R
IR AD U B B U N T 22 R RS BT e S A R B Y
).

A &2 AR AR I R B, SRR S
BT, 250 v A S U 45 R A R A

PP AR T % A e 77 0% 6 R TR M R R
o E R

-16 -



ZEEEL

K CENEREEECELGAY (HHERASE 739
) KRS IRAREM S ZEEZEEEY (BEXTY
WEEHELERAF 48 5) FHMXENEMENS BREN
B, Sx¥ig AR EMERERHATRAEIFN, TR
FaiteZet. ARENER, FEIANRKTE, #
WETEM. Z/5 & T AR E S Prader-Willi ZAA4E
/Angelman 8 GAEFHBY U, 125 A FINE I B Wk
Wi, T CHFFEIIE 6 BT B M w4 R )
AR BEK, EHIEAT LG REIG RN AHKE, R
Pkl R E Prader-Willi % &4E/Angelman 47 &AL &
RO W &R #AT A, WEDRESR 10 A#HLHE, FH
AR e KPR B A K PO | I R LA & &, T
S AT EEAR A

2006 1 A 4 H

frer: @S

-17 -



Fett iR R A R B R T R A & (AT R SR & bR BB 5

(=M 4#]

T AAFR: YR AR A e B B DR A AR . AT A £ 1 32
[ ]

24 Mrax
[FHAE]

AT & T RS e ER N 22 18726 Ik FEAHSE 13 5. 18 5. 21 5, 1k
Gt R AERE A A, DASCER 15 5 4 (A ql11. 2-q13 XIH SRR Ol

T a2 m AR 22 00, mie 2 id . AR A R IUG LA 7 5 BRSEAAAE 134
18, 21, X, Y S5 4Lt A% H 7 W BAAEAH R QL (R Tl e R 20, DL RH A A A G = 2
FRAERZA,  HATHR L 13- AR EESAE . 18- ZAREGERE. 21- = AREEAAE . FEANLE AL
Klinefelter ZE&1E EAMLEAAE, HMBELEEIER Prader-Willi 4561E/Angelman 25 &5 14E
PR B W .

AN T G 0 e i SR Sk BT BRAEAS R 48 SR BB A i 23 i ) LA R R I S S
20, AT AR SRR I 2558 o AEBHAT IZA AT AR I J5 20 & 4
R RAE Clnfig JUEE ARSI ) X 2480 M oK SR HEATAH G R 7 B A% ) o AH A D)
TERNAFE R DAERRAE) GPRISWHEOREHINEY BIAHRUE . T 2R WA, 2
5B 78 KA RS, B U HZ BRI AN 2 B AR RIRE, T2 38 A%
FR 1 ) =

AR BT 25 AL IR 225 ARAE P B2 Wy O ME— 4, IR AR N &5 -5 4%
ROy B AR E SR R IAT LR G FIWT . B RANRE HERR At g ik =44, g5 R
PRI AR S5 45 i R BEAT 255 H T o

AR BRI I H RAEAT 77 B2 W5 BB T AL TR . BTH HE SRS R
FEAH R ) AEAT AR o HR R R DU R R TN 2 22 5 7 R 2 W 5 I R« A TR BTt 2 T

ABFERHR B AR FEA A H 35, BREA IR S RIS, 2 R0 AT A il 45 2R
(R HAERF 1 o

et AR REAG R  H R AR G (oMKl H 38 I slis /b — 2% 2 SR I G . Ge A 3 o A2
E)LH R AE AN 5/1000~6/1000 [1] 0 oo WA Gt i E B RO R -

AR AT A LREME BE RmR=xl
135 Qe th AR SR AT 1 13- —ARZEEAIE 47, XN,+13 | 1/ (7000-20000)
185 Lt fR R BT K 18- AR ZE S AIE 47 XN,+18 1/ (3500-8000)
215 et R JE R A 21-—AREEEAE 47 XN,+21 1/ (600-800)
YN SESAE 45,X 1/ (2500-4000)
- . Klinefelter4: & 1iE 47 XXY 1/ (500-1000)
PR R iR FEMESE S AE 47 XXX 1/2250
ERIESEAAIE 47 XYY 1/ (900-1000)

-18 -




LRI S Yo A S A AR SR — b, 15 5 s dde ql 1. 2-q13 X3k S A2 ML L FA 880
YRR R AR S, LA ME D P ZEA: 1) Prader-Willi 4¢AfE (Prader—Willi
Syndrome, PWS) ', SURRMLIK JIAIC -8 Sy Bafig 1t iR & W5 - MEESE S AL, & 1216 S5
Lk q11. 2-q13 DX AR AL UEE EIC L R X i 2 51 R (1) — Fiigd (£ PE 5 o 2)- Angelman 56
fiE (Angelman Syndrome, AS) XFRPURAMMLREAE, & HERHE 15 444K ql1. 2-q13 X
B E A ENE TR R B A T 512 . Prader-Willi 28 & E K& Angelman ZEAAE IR IE R LN
1/15000 [310 Fidk Gy i fAc B fs A S i DRI sk S s H BTE I IR B IR B a7 T B
HEEAEr= RIS WA T HBT . IR 8 FRie Wiy dmik 2 N sRIORE (1 77 3Rk 18 2
K GEBAGEHT MLAEREA, . DA G (AR AR e Ot Im R S WEA Rt 50t
JEAT A28 (FISHY « JefOiRigbes /34 (CMA) + FE[AIZH 9% DUAAR S PR (CNV-seq)
LA N TRAAAEFERAR (Bobs) 8o A ML EE T “ArilioRm 2 BN % 1)
He K278 IR I (CNV-seq) HiR.

(A% R ]

ARG T AT AR i 2 5, I BRI 4 DNA BT B, Rmfg &=,
“A” L. ISk MK PCRE 4, (F DNA Fr B 48 b O Rt Fl 3k a1, #
2 DNA S, SO IS 70 F b, @M=l PCR &3, {3 SCPE 1Rk 7 41 B,
TR — R o AEDFE SN IMANAS [F B i 5 R AR IO A, AR i, &4
PEIR IS IE# AN BEE, ARIEAF WRIGE 5 RAESHIMREER R, 224
T Ja . EFFIE R . BT XHREUY DNABATIE, FHE A Fe5 NE S H R
I P HEATEEXS, SAF PG ORI S B . @ BB N 2 2% 2
HERIFHEL HTEE 1395 185, 215, M GRS AR, LK 165 4
tfk q11.2-q13 X IR E R, AT SEBIGE AR J L A B V4 Bh 2 1 .

i : g
B
. e TR
e - (#)5(®)

| 1
R Et, ot n=a- Sk PCRY"

[EZEARIT]
1 B A R

-19 -



5 Wy 4R FERS A e
X SERFILEIE A RO R IR

1 | CAM Bk gl ‘ 52 ul/% 132

fik AR IfiE A

2 CAM Jr B A il K B RZIR A 1) i 52 uL/3% 1%

3 CAM Z4ibi 1 LN 208 132 pL/32 132

4 CAM £ 11 2 T R IR R AN 66 pL/32 13
o T4 2 BT R R A

5 CAM Zzhif 1 ‘ 158 pL/sg 1%

— R

6 CAM fi 1 T4 Z R H TRV . T4 DNA K& 52 uL/3% 1%
c Fw . ZRWEEETR. S —

7 CAM 22 2 N ‘ 132pL/3¢ 132

B 5B - = R It SR MR

8 CAM [iff 2 Klenow (3-5' exo-) fi 14 uL/37 132
o SRR RERRIT A IR

9 CAM ZZ M 3 ‘ 686 UL/Z 1%

W =R

10 CAM i 3 T4 DNA &% 27 ul/3% 132

11 | CAM-PCR XM DNA R& s Mte iz 8 =R 660 pL/3 132

12 CAM A 3L5[49) HHRT 104 puL/37 13

B ‘ 5ul/iAL, 24
13 CAM #2551 9 24 X H RS 1
FLIER

14 CAM [HEXT B 46, XY N%:[K2H DNA 3 pl/3 1%

15 | CAM PHMEXSHE G 1 47,XY ,+13 NE:[H 20 DNA 3ul/¥ 1%

16 | CAM PHMEXTHE A, 2 47 XXX NF:[K 2 DNA 3L/ 1%
46,XY,del(15)(q11.2-913)(AS) A\ FE A 4

17 | CAM PHMEXTHE A 3 3 ul/% 13

DNA

SRR S FR A AL A TR
2. SRR L A (B A PR B S B

2.1 BeEf A B3R

IIRIEI AL BT CRRAEARE D AIRAF, BEITamERs: mEs

20200061 =)

IRAAL G CRUETUAEERR (ERD AIRAF], BIramass: e

20160018 5)

-20 -




T SONEFAF & CZBRIAR B, (bR BRAF], M. 75 /AR, 135/
B, EITSMS RS KM% 20160017 5)

2.2 TR AE
Pett IR AR BAEAR R R R M E (it id R MR dbsD) BIRAR, s

ANNO_CHR, fRAS VD) .
2.3 AP B &K HAd A
TR SR Cortirat) | 4lifhK
€ LIS LR D
A7 260 -15CLL i f7, ARAN O ANH . FANIF 858 T-15C LU M A7, b
AL 6 U0, 24 T 6 R R AE 3N H WA 5E .
A HHAEBOHE: W A%
(CEELNED |
FENFAX (RS NextSeq 550AR) -~ (2 fliik FE AR (Jbmt) FRAF)D
[RAEXK]
1 PR
%2 18~26 JA ZIE I SEARE A
2. IR AR ERRTE

2.1 R4
JHSR V0 . EDTASLEUE BOCH B REFRFEAR, BEAMKTF SmL.
2.2 R 47

HSr U S ASE BT SRR AR, A AR, REA R ARAAAE 2~8°CAAF T, Al 72h fiAs
BE S 2 HER L, ORI LKA N TE-15C DU M AT, Al RAT 2 4F. 2R Kb &
Rl AFEIKAHMIFEI T DNA, A EKIRAE, (E-15°CEL FAIfRAF 5 4F, & HIREZMH,
RAEE VORI 6 K.
[R5 7]
1. PRI

B2 mL AFI2E R REAS, 3 PR (0 R0 Sdh AT 5L R 2 DNAEREL, VA EE LIRS
DAZAR ) v B
2. Bg U1 v BAL R BE
2.1 MHHEHUGRTS IR A DNA TR EERT I (HEFE(E AT Qubit® dsDNA HS Assay Kit, 575
Q32854, 4=/=) f: Thermo Fisher Scientific Inc) , 4L AEH HFBEZE 1 ng/ll, BT
UK b e CAM BT B e CAM BHPEXIE S 1. CAM BHEX 5 2. CAM BHTE
PR 3 E T EIRAAM TRk, JRGIRS], BERTELG, SIEL4 3 15 mL SO E S I 9
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ul 447K, W L e B A Ll A BUIAKT B2 L5 mL B0 T, HRGIRS), BERES
Ly, BFUKLE&EH.
2.2 B CAM Fr BUEZE . CAM &b 1. CAM 10 2, B F=IE&MF TRk, 3k
HIRS), WO . CAM FBALZ M. CAM 1B 1 B Tk E& M, CAM &1L 2 =
T A -
2.3 Lt CAM Fr Bufblils, GRS, WER .0, BTk E&H.
2.4 1E VK FICHIBEY) v BoAl S AR R IR, BRI, Senatife /KA CAM fr Bifb ik,
TGV ], BEnT B0, N CAM F Bk lly, BEYIH Bofb R Bk R W3R 1.

# 1Y) B RS 7

E Rl BN REAE B (L)
gtk 6

CAM 1 BALZE I 2

CAM J Bef iy 2

2.5 R BCHI LT BB v B SO PR IR 1R 51, R 0y, X 10 pl Bl D7) Fy Bef S S TR
W 3 EE T UK R 96 4L PCR AR (B 1.5 mL &0, RIS, BE et
2.6 B 10 pL FiFEJq HIFEAS DNA SO0 SN 21038 0 (R B D) v BU S NSRRI - e
B (BHIRES , RGES, BEL.
27 EFEIREEE (S PCRY IS0 LabAT Mgl A BoAb S, - V)R B SO 2% LR
2,

R 2 WgU) i BA OSSR

HE P[]
37°C 50 4%
4°C 0

2.8 BV BAL N EE A, HRES B T UK b, BER RS, FESLETINA 5 il CAM & 1B
T, IR (SENEER) . GRS, BREEO, BT E, R 2558,

2.9 ¥ MUK EBUT, A 25 b CAM &k 2, fnfs (SRINEE %)« IREGE
51, BRI EO,  EIRECE 2 5.

210 W HEAERE S 1.2 mL 96 FLIR LA (B 1.5mL 200 v, $& IR R A I 1
PERAR CWBER 7 IR A ERAE IS |, {8 H 49.5 Pl AL EBR B0 AT 4k, 4tk
FREEIRET, Lher=Ad 2500, F 44 pl S4B iR s i .

3. BRI 1 CRMBE R

-922.



3.1 B CAM ik 1, B T IR TREME, IRZIES), BEN .00 B CAM B 1, B
BFE e VKL, FEHIEES N 1R R TR, SRNARR ILE 3.

% 3 WS 11K R

 WAIEA AN RNATE R (L)
CAM 21 1 6

CAM i 1 2

3.2 5 LA (B S S L PR RIR S VR ), R B0 W 8 L BN 1 TR, 02 5
B TUK LR 96 L PCR Ml (B 1.5 mL B0

3.3 2.10 H 4Lk J5 (1) DNA X 42 pl i NS5 2207 1O SO 1 SR, Inias & (alidn
BER) , RGIRS, BB,

34 BTHIESET (BPCRYIMLO b, RNFKMHH 200C, 305045,

35 WL 4T, KA, BRI . EREAR R R 1.2 mL 96 FLIRFLIR (5K 1.5
mL B0 1, B RRA A R (B3R 7 R A BB fE) , A 75
PS4k R ER B WOAT A4 215l ZEALE B i o

4. BRIRPL 2 II“A”IR L)

4.1 B CAM i 2, BT = TRktk, JRZRS, B ELG. Bl CAMBE 2,

Lo
4.2 FEUK L BC g S N 2 1A R TR, RNAA R LK 4.
KA BN 2 16 5
A AR AN MR R (L)
CAM Zz | 2 5
CAM fig 2 0.5

4.3 FERCH U RGN 2 PURRIR IR AT, BRI B0 o R 5.5 P B S8 2 TIR R 7 26 51 B
TUK L1 96 FL PCR R (8 1.5 mL B0

4.4%% 3.5 TP 4L )5 1) DNA B 19.5 Pl MBI 53 3 4 (1 Bl SO 2 TR, Insisas st (Eldn
BER , IRSGIRS, BEEE.G.

45 B THREGER (BPCRY LD F, KFiZkMH37°C, 30 78k, KRSEEH G
BN ETUK s SERIHET R — 25 ML

5. B§RPL 3 ChnBesk R B

5.1 BU CAM 280 3, B T =il &M FRlfk, $R%IRS, Wi . B CAM G 3, i
I EGO

5.2 7EVK I, BCHIBG N 3 AR R TR, RINAAR I 5,
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R 5 BN 31K &

- IE BN NAR & (L)
CAM Zz i 3 26
CAM i 3 1

5.3 KHHC il R I B 3 TR BRTA IR ST, BRI B0 e WRER 27 Wl BN 3 TR, >33
B KRR 96 L PCR Al (B 1.5 mL B0

5.4°K 4.5 BN 2 BF=PIIRN 3 53 B b (i S 8 3 TR P, I (B
T, PRGIRSL, BB,

5.5 B THIRG B (BUPCRY MO b, MM H 201C, 154504,

5.6 fitf [ . 3 L5 R, KRR, BRR B K 5.5 2B IR R I RN AR R F) 1.2 mL 96
FLIERFIR (B L5 mL B0, EEBRAL R M ERIERAE (WPER 7 R ai AR i
), [ 78 pL ALK BRI AT A, 19 pl Al IR A

6. PCR ¥ # ] bz

6.1 U CAM-PCR 2V, CAM A3L514). CAMBRZE514) (R lRFEARBCEAE 2 1hs
ZolvscE) . BT =RAS TR, IRGIRS, BEFELG.

6.2 fEUK b, T PCR SM RV, [ SR 52 W 6.

# 6 PCR M1k 5
ARSI i AR ()
CAM-PCR J% 37 ¥fi 25
CAM A 4L5]4) 4

6.3 HL 4 Pl FRZ 51NN B B T-0K E#) PCRAR (B PCR &) , {RIEMBNEEADFLIE
o ANEREAR T A RIS S M LR IX 3o 24 25h525 51 WIHE 96 FUM K20 A W R
%

1 2 3 4 5 6 7 8 9 10 11 12
A 1 9 17
B 2 10- | 18
C 3 11 | 19
D 4 12 | 20
E 5 13 | 21
F 6 14 | 22
G 7 15 | 23
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H | 8 | 16 | 24
ik 1-24 ARG 5 .
6.4 4 6.2 HHACHILFIK PCR SN FURMEIR RS, BRI B0 X 29 PLPCR S FIRMB AN
FE Tk LEMASRZ S PCR AR (5L PCR ) .
6.5 K 5.6 4tk I () DNA B 17 L JEAE] PCR AR (PCRAF) , IR ES, RG-S, Wi

I B

6.6 &1 PCR ¥ 1Y I, PCR [z 4 W3 7.

% 7 PCR Jx M2k
R I Ji) %
94°C 2 71 —
94°C 15 %
62°C 30 B 17
72°C 30
72°C 10 43 —
4°C 00 —_

6.7 PCRETN G, FHEAIL, BB L. KA H] 1.2 mL 96 Lk (5 1.5 mL &
OEDS IRIBRIRRAL BT R IRAE (W08 7 R A B R AL ), - T 45 L 4k
Rk BT AT Stk 82 L AL R A A o

6.8 I 80 L Y/l f (1) DNA SCIE BN UFARZSER 1.5 mL 3 0+, -15CLL R 1.

7. BRI RER

8 B M RR AR 4% TR D BREAT A B e -

7.1 TEK S A K R 70%0 £ B4

7.2 W AZR AR TR AL R BRI 2~8° CHUHY, I T4 30 73l

7.3 B AR BRI BEIR ST IR briE: BB, ERCHEER R .

1A R ARSI 26 5] 1.2 mL 96 FLiRALAR (B0 1.5 mL B0 . AR EE SN I 48
W EFILE 8.

® 8 R BN E AL S % 1A

Pilg S L A REBR B RAR A ()
BED) B S 49.5

LY ! 75

il V7 3 78
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PCR 3 45
7.5 ¥ DNA K AIIMAE] 7.4 i FUIR (B 1.5 mL 308D o, RS R Z AT 20
o HAUREER RIFWS DNA NI FEARS], SR E 8 /3.

T WRFTIR AV ER R AR KRS

7.6 ¥HERFLIR (B 1.5 mL B0 HER RIS LERE 5, RREOREE 5 EIE TR
&, NIRRT .

7.7 AR SLA (B 1.5 mL B0 FinN 200 pl 70% 2%, MRS AT 10 ¥, RE Gk B
7

1.8 ¥ LIEWGE, NP BRAER ARG RILR (B0 15 mL 08 MREISE L&
DER ARG

7.9 HELERITHT8 .

7.10 fREFRALI (B 1.5 mL 5.0 B TH b, SR ST 2~5 2080 DL L BRIRAE 1
CWE, BEGRRERIT YR T

7L RERAUNR (B 1.5 mL B0 B2 ERUR, ARG B R E AT 20 1k, =
IREE 508, BRIRAMLAT I AL Be i A AN 9:

R 9 BRIRAGTE IR AAL B B AR

fifg [ 157 AT BRI (pl) AL AR (ul)
By BoAl SR 44 42

il S 1 215 19.5

it S 3 19 17

PCR J% ¥ 82 80

702 F5 AU (B 1.5 mL B0 HENR TR LRI RET . EIE R AL S K

DNA 7=¥

713 % LIS B I O B PCR B, AN — 25 e 37 A8 I 46
7.14 DNA CFER]F-15°C DL ARAFEE, RRIRECE BN 6 XK.

8. SCEE il

R 6.8 HHUSCEE BISCERIIREE, SCERMRFEAMSAIST 10 nmol/L,  HLOSCPE v B 32 I 5 I
200~500 bp 2 [A], ANiEFR N HF .

9. LMY

DNA RIS ERII G, RN FAC (845 NextSeq 550AR) BLE M T & M.
B RF &, EIEEMFC (BY5 . NextSeq 550AR) _E B ER1E M B HE4T B 40+8 1F

TR -
10. AEWfE B
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WP SERSe A% G E AR R A J o DRI B S A0 M R A e o DB AT 4075 75
FIAH AT R
[ BH 4
1. 135, 18%. 21 S§lhksHE
X 35411375, 185 21 5Lk —ARRHPEREASAN 145 4] 135, 18 5. 21 S 4L fk
SARAVEREA TR, TFEH DVAE, JFX AR ROC thZ&k Goik i, an Nl

=
—

AUC:1

Sensitivity

00 02 04 06 08

T T T T T T T T
12 10 08 06 04 02 00 02

Specificity

ROC HiZLTHiA AUC=1, #UiR4E DV {H A LURGFHI X 43 BIVERE A S BIEEREAS . Al
B € A DV=11 B, BUREERT L 100%, FEmtEnTik 100%, FHFHPEREARBESE A Z0H X
Oy o FRICHIE, MY AR (135 185, 21°5) [ DV<LLH, FEAAIZYL /R =1
Btk % Rigetafh (13454 18'5, 21°5) ¥ DV>L1KS, FEA LGtk =B,

Wi 80 1 13 5. 185\ 21 S Y tafh —RPHPEREARI 2604 13 5. 185, 21 St
PR = AR B REA (R B0AE45 SR 7R, T 0 B e T T ok O A e R
2. MHREMESEHE

it 60 {51l et R A B 15 % PH PR AL 120 58 G AR A5 (A B BE A HE TR I,
EH DV E, R0 HA ROC figkgiitsrtr, W TE:
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1.0

AUC:1

Sensitivity

00 02 04 06 0B

| T T T T T T T
1210 08 06 04 02 00 02

Specificity

B PIVER AN IR RS, DL 46, XX ABIVEREASKT ) ROC 2k I AUC=1, )
ARG DV AR AT BB L1 [X 53 BHPERE A B PERE A . B0 K 0/ 29| DVas -11=0.1 H.
IDV2a|=0.1 I, BUBEE AL 100%,- FF e AT ik 100%, #ELHE™ (a) 0.9<DVs<1l.1 H
DV24<0.1 I, PEGL (0 AR BE R BT .

B PIVERACHIE R SR, DL 46,XY ABAMEREAXIR ) ROC M ZkHIFA AUC=1, )
MR35 DV {H AT LMB I 1 [X 53 B PR AE A 5 B PR REAS o 5L Al [ {9] DV23 -0.5[=0.1 H.| DV2s-
0.5=0.1 I, FRUSRE Ik 100%, 455714 il 100%; # i (b)) 0.4<DV23<0.6 H
0.4< DV24<0.6 i, MYt AE B 54 H 1

#24 (a) 0.9< DVs<l.1 H DV2<0.1; - (b) 0.4< DV23<0.6 H. 0.4< DV24<0.6, {T—%%
PRRSE, TG s R R AR A B 1 5 At 7 0 P e £k AR R B

It 80 {51 1 Yt P AR AR (A B At AT 260 51 12k e € A 8 1354 o A A A ) B 5 S
o, FEENT R BE A P I T AR S U 9 R B
3. 15q11.2-q13 XIS H/E

X} 37 151 15 5 Jefifk q11.2-q13 X IHER AR BH AL A AT 143 ] 15 5 4u 4k q11.2-13 [X
SRR 2 O B PR AT 52 3L DV 18 5% env_mark {8,  J3Ex5 Hfl ROC #iZegiit 2047, T
-
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1.0

AUC:1

Sensitivity

00 02 04 08 08

I I I I I I I I
12 10 08 06 04 02 00 -02
Specificity

LA env_mark<<0.2 24 XSk SR BRI B A% 264, 8 DV 43381, H ROC i ki
HAUC=1, HXEI{E DV=-1 1}, UKL AL 100%, H5571Er]iA 100%, A E 24
DVen<-1, -H cnv_mark<<0.2 i, SRR X [AIAAAESR 2, 75000, Rl DX [ ARSI HH R 2k o

i 20 5] 15 5 e itk q11.2-g13 X 3k e BH R A AT 320 4] 15 5 Y i ik q11.2-13 X
Sl 2R R PR A 0 6 5 SR 5 703 DI e R T i BT I e A 1
[5G4 R iRl
1. B hr
D P IREAE B AMCT 4.5 M 350, WORIARS, WS ERNF: SCPE GC & &M
£ 38.5%~45.5% [i], UR_Ratio AMIKT 0.6, AIARIEGR, IR HHTEE
2) AT KT R PRGN 8 TR S AR A U 5 SR

a) CAM [ 5] R BRI 45 SR SR O 13 50 18 e 21 Stk = AR M 1

VEYL R AERE AR B, H 15 5 Yt fk q11.2-913 DX 2k B 44

b) CAM FH X HE it 1 AR 0 45 SR R A HY 13 5 L i ik = A B 1

c) CAM BH XS HE S 2 PRSI 45 FEEE SR HH A e AR e AR B 12k

d) CAM PHYEXT R & 3 Rkl 28 R kA H 15 5 Je ik q11.2-q13 X3k 2k e

.

B3R HR AR A BRI ZE 5, T ORI 25 B
2. &R AR
1) 13 5 YLt fi i

PR 13 FYfifh DVis<L 1B, REPIZFEARN 13 SHEOM /A RHE, 1355
AR DVis>1.1 B, RENZFEAN 13 5 4k =R A1, St LR 13- =14
LR EAE RBUR A 5o
2). 18 5 Yt i Al
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MFEAR 18 SR ORRIINE DVis<l.1 i, RIZFEARN, 18 T Ok = mH: 4
18 S YL afRI¥) DVig>1.1 I, FBIZFEA N 18 5 Yotk =AMk, s )L BA 18- =1k
LA EA RBUR AL 5
3) 21 S Yt fhH

MFEA 21 GYORRIINE DVa<l1 i, RUNZFEARN, 21 9O =R HE, 4
21 YR DVor>1.1 I, REFZAEAN 21 SYettfk = pRBAME, $oRIGJLEA 21-
SRR AR REBUR R 5
4) Y R

() MFEARMER AR IE“DV24<0.1, H 0.9<DVxu<l.1”if, FRIZFEARIN MM
(S VER

(b)) HREAPE YL ARG M <0.4<DV24<0.6, H. 0.4<DV3<0.6”HF, B IZAEA AR L1
Pt B H 5

(0D S4FEANE Ge i AR A g bR AR5 10 LA AR R FARL I LI, R B A g P g
RAEBEASARTAYE . $2om i L BA M R AR IR B AR A R LR B AE. (RRNZREAE. Klinefelter
CERAE. SR A MBS A HBURAE R

REARATLEPE G R R A At BE P B, L 5 DO P e e B Ak S R A T e £
WHEH, DRSARAG IR OASEZE RN RRR TR

L g A REZ HigEE HiSRMAE LT R G
S # [ XYefafk | YYfalk | DVas | DVas | DVas | DVa
FFNEE B 45X 1 0 0.5 0 0.4~0.6 <0.1
_ o

K"”efegr A 47 XXY 2 1 1 05 | 09~1.1 | 0.4-06
T AT 47 XXX 3 0 15 0 | 14-16 | <01
ABIELE B AE 47 XYY 1 2 05 1 0.4~0.6 | 0.9-1.1

ke 1. 0K B B AR MBI AEE s 2 XS AIAE ANLE 13k DU o gt R S R 00
¥ A R PR e PR AR R AR AR (O B PEARE AT, LT R HAt PR e e R AR B A T A B iR
%

e BTSSR E A A R IR ZE R, EPE R R R U R R A
IRETHOU, T REAFAE R — R 45 RAUEAT Z AR IR G AL S, RS E
AT PER AR AR B AR R Y X A7 AE — € BRI IR o Xk SRR PR e i AR B A R
A, FAa IS KA A REA T A MR X ], JeikiE . 2 CNV Rl s gL
PR, ABTCVERIWTHR 75 R A A DS N AR (R L A BB, S Gt 2D kAT g
R A% B FISH Rl

5) 15 5Ltk q11.2-q13 X 4547 :

15 S Gk q11.2-13 XA IIME DVen<<-1, H. cnv_mark<0.2 5}, FRIZHEAN
155 q11.2-913 X ik Je B, SRR ) LA 15 5 q11.2-913 XIRER AR KR LA 1E
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(Prader-Willi Z£&4E M Angelman 545D IIEURAS Sy 2RI 25 AR 2 iR 5 il i
FEHIZREA AR I, 15 5 q11.2-013 X Bk B .

CAS I 757325 R PR 4

1 ARHEA TR e PRI A SE KA 13 5. 18 5. 21 5. PEgL iR As
&, LIRSS 15 5 4L (tfk q11.2-q13 [XIR MBS AE 00 . TovRAa M T30 A 3% LA 97 38
Bk AR, CPETPEEHE (RIGRIS A o AR L. BASE AR L AR S
b G A S IR 1O o R 5 SRS Dy B W RS W (e — Ak, IR S %

2. RINEARERUFTA BIEWREAR,  BUONH SR Be 7152 5 i f Le il s, B
HA XIS, AR I X380, AT A HS B A E ] BRAS ]

3. WTHMES LM R AR A RN ZE b, e i U R R ARG
TEULIT, T BEAFE R — Rl 45 RBUEA SR AR R &R HEE R, Rk FEANE
AT PES B AR IE BRI R AL X A A HE— MR BRI . X THIR G iR 1 PR G i AR A
WREAR, HAMAE RA TR A R A X ), el — A, Ao e
RN, (HTCIEFIT R 5 1R B A LA BAH S 20 (R 2L f B Al g sdE— 2D ik
T G R BB FISH 6 .

4. BERYHAETE G ] RE o S BRI BT S

5. AIRAIGEA T H T A B BB (MCMA) BRI 3K FEAS .

6. A& AT TA 100 Kb LATR Bk 25 .

(7= 5 R faiR]

1. V22 B E RS faril

1.1 FEIES 2 S & (HER IR
SR Gt A DUHS0AR S A ) 5 2 2% AT e DU, k) R U L 9 R 2% Bt 4

P AR ) e kb DU S, R A Y BT P fish 2R 1 SR PP S5 A HE A

TR g P TUBCR 5, HL4h RAR R XA AR 5 0 RV an 285 R AR AR L B, 2B X

1% Coverlap) R 7EX HE 7 iR AR S X 3R 1) 9006 LA 15 SR FH Ak P 228 S s AT AR

CAM-P1 Wik H 13 54 tafk =4RFH 1, CAM-P2 Nk i 18 5 Ytk =4R[H1%, CAM-P3 [

Kt 21 Sk =R, CAM-PA~PT Rk H 1 Jefa Rk R B A5 B %, CAM-P8~P9 i

K 15 594k q11.2-q13 Xk sk .

L2AMSERFESR Rt
SR FH B € R P DU S K 6 5 2 2% gt AT A, X0 ks s AN P 22 i (G

MBI AR IERE AR . Yo E AT T B B SR SRR AR P R IR TR A A3k N

FAME: SR AL BTS2 TR, CAM-N1~N4 Nk 13 5. 18 5. 21 5 4fafk=

PRFAME « PEYe AR AER I ME, H. 15 S 4Ll q11.2-q13 Xk B ok B 1.
L3 FMIBR
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a) SR Gt AHE DUBO S b I R 28 228 AT R, 7R A I Y B P9 sk i R
CROIE (30% HhA) PHVES i, R AR Y th i TR s SR A LR & 1 5
TR, CAM-131821-30%M A ¥t 1345, 18 5. 215 Jefifk = {AfHE, CAM-
XXX-30%-+ CAM-X0-30%. CAM-XYY-30%. CAM-XXY-30%) 4= A i Ge ot 8 1%
R NBHME, CAM-AS-30%. CAM-PWS-30%/5 4= 556 H 15 5 4L ik q11.2-913 Xk k.

b)) SRATG A TUECR Sk B 5 2 2% gt AT Rar U, X7 S Rl Y P e e A AR B
PRBH 225 SRR A i TR G A PR A BR , S AS: HHARE (1 P ik DA 57 BCR
FAAST IR 2% @R e 2 L1 (5ng iE24h &) . L2 (10ng iE24h&) 1 L3 (15ng deif &)
HEATA, o CAM-13-L1, CAM-18-L1. CAM-21-L1., CAM-XXX-L1, CAM-X0-L1,
CAM-XYY-L1. CAM-XXY-L1. CAM-AS-L1. CAM-PWS-L1 Al o kA Hi; CAM-13-
L2~L3 ifs 13 5 et ik =B PE; CAM-18-L2~L3 Ntk 18 5 Jetafk ={KfH1E; CAM-
21-L2~L3 M 21 5 e thfk = AR BHE ;. CAM-XXX-L2~L3. CAM-X0-L2~L3. CAM-
XYY-L2~L3. CAM-XXY-L2~L3 Wifs i PEgu o fAJE B A5 A FH 1 ;- CAM-AS-L2~L3. CAM-
PWS-L2~L3 far t 15 5 44k q11.2-q13 X ddk 2k .

14 EGM

KA Z 2% 5 CAM-P1, CAM-P5, CAM-P8 43 7ll#k47 3 Ik E Z AN, CAM-
P14 ke HY 13 5 Qe ik =AKFH1E, CAM-PS N4 Boks: th M G R E B A5 AR B 1%, CAM-
P8 4% fdr Y 15 5 Jefiufk q11.2-913 Xk 2k o
2. BRI FR BT 55

AR 10 ng DNA ¥ it 2 5 AS 30% (1) 3 A 1A B 1k A% S5 R R Al e 2 B 1 2 S
3. TR 5L

SEIRFEAS ] BEARLE I R ME S H i = BE AT 3%

I ) 2K R IR I =R IRZDER ALy, BRI RS TR 21, AR
R 22K AP E AT RN I8 <0.1mg/mL H ¥ = ER<5mg/dL i AR A AR 45 SR e 5
My 5

SEARBEA AT BEALE (K MR T P 53y B 40 R0 o B AR 5 47 1Y EDTA
B

X T BRI 20 A R ) I LT A AR K AR EDTA FHURC 38 ) 2 7K A 21 4 i i3 v
EDTA AT MM, 45 R EBIR B KRR S A AT 5% ML i . EDTA-
Ko<3mg/mL I, ARG @A S RICsemd s b T BEi A b i 4, BFUAHSH ER
LPERIFEEFIZE DNA, XT3 )L DNA BIRIINE 58 i iR A ik & R R I T4, IR 33
SRR LG AR AR R AR I 45 R 8, S B4 A ERS, AT e
vUR R/

4. 5HEABIER AR A K P8 BRI 2E XU SR 5L
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A BARPEIEEREA T13, T18, T21. PRt RdEBARA (AR XXY. XXX,
X0+ XYY) , AR5 15 5 4thik q11.2-913 XIRHRFEABEATHI T, By xR 1
AR IAN R A 57 S AR A T e 00 5 SR 1 5 S 4+

fi AR T S A MVE AN T2, T3, T4, T5. T6. T7. T8. T9. T10. Til. T12.
T14. T15. T16. T17. T20. T22. 1p36.33-p36.22 Hf2k . 4p16.3-p15.2 k. 4931.3-935 Ht
2. 5p15.33-p13.3 Hhkok. 7q11.23 B, 8p23.3-p21.3 FEE . 11023.3-025 Bk, 17p12-p11.2
Bk 2201121 BURFEARRHATRESL, AR HARRIIES R, RRIZ XTI,

5. f% AR
HH =2\ SR TEAS [5] Si6 = 4 =0 00 S R AR [ SO B PERE AR L I 5 R 1

At SRBHPERE SR TR, BIMERF AR 100%, FHMERF A5 100%. B AK: IR ) £ o

JE RIS

6. I R0
A7 eI RIS HUA — 3R 58 151961, 5 O L™= s AT X LU 7L, PHIERF & %

99.53% (95%Cl: 98.30%, 99.87%) ', BAPEAF % 99.82% (95%Cl: 99.34%, 99.95%) .

SR EE, FHTERFA2699. 76% (95%CT: 98.67%, 99.96%) , FATERT&4%99.91%

(95%CT: 99. 48%, 99. 98%) .

[FEFH]

1 TR w4 e B A B F 40, 1IN/ S I AERY 181000 =E5RAY
EFTWVaRBEE LG = A RIREER |, A iSieiRERKidH TEME.

2. SIS E ARG (BT I R R SRS S = A B M) A
PREEDR B R 56 S0 A B TAE S Y 347 BRI FE R ™ 4 43 X #E4T: PCR R
LA R EC ] DX FRAS AL B X 46, & DA 04X 38 B0 FERRI AR IRRIA S 5
H.

3. FEARMEREE. W, SHMAMRENEE - EAEMEE . ARNIRIULATEEY) 24—
G g = WAT, FT AW AR, I b Bl R AR R S S (i
WSk FHETE BB O © REARSE RLEEAT O HACAL B SR U7 T B A

4. ARFIEA W R NJE DNA, ARG, B BCR & S A e
(IR S NAFAE IR I AE ) 2 R, % (R EE Y Se it = AE e A FRAk
) MR, ML 2B AT ER A, BRAEAE RS R A AT IR BT IR
AL E .

5. ARG FRRFNEZR, ETEA 200 A R &

6. A TEIMEHT

[ 3C#k]
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[EXER]

TN A G RS AL A HR: 2t Rk B R (AERD) HIRAF

R AE WAL A THARTT R X R/ 88 5kt 8 54k 2 F1.T 701 % HFE i i
100176

B AT 3

AFEHE: BT AE R AT ERTFRIX RN 88 St 8 S8 2 #0301 = dbatidbs
LU AT R XFEH /S 88 518 6 4 1 #s 303 % b ni b AR UF AT K X FHIZS
1 88 Shi BF K14 =

APV AT E S 5 s

[ ST S ENHER S /7= AR E R %5 ]

[t B P H 3 R B H R
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