ZIEE 00522100214

RSN e E A SOR B RS

FEERAPRFR: Rt R AR S R R A A R 20 46 i 77
2 (AR im & LM FR)

FmEEEH: =X

HIF§ A& REMNEERME (EH) GRLQE

ERZmunEEER
ESFg-17 k5% =R Sl B



B X

B I N O OO 3
R iR OO 3
T B AE T oot s 3
T A FE R e e e 4
S N O s OO SN 4
v FE BRI oottt e 4
T IR BT TEAEIR oo 7
Zov B RTEAAEIR oo 12
eI R L O S O OO 15
2 = LIS U SO SO O SO 17



HAFR

—. HIEABR

ZiERA R () ARAE

= BIFAER

EFTIEEFEATLRERE 4788 S 85# 2 %
gt 7101 £

=, HEfEibit

HE T ZFEART L RXBHAUAES T 8 T2 %
76301 X TAKEZF AT L RFA <4 88 Tt 6 5
MBS 303 F; WAL A FE AT L X <47 88 5
b6 K14 %



AR #HPERIR

(—) ~RBARRL

J2

B W A FR EE kA A HE
5
ZRPRARAATR. RU-BFARE
1 | CAM B EX v w i 52 ul/%x | 1%
8 B i i
2 CAM F B ft. 7 K AT W A% B Y il 52 ul/x | 1%
3 CAM 24 F i 1 =R 7B 132 ub/x | 1%
4 CAM 2% )1 7 2 T R A ER N 66 puL/3 | 13X
T4 2 RZEBRBEEZ N B PLAGHE
5 CAM 2 M 3% 1 ‘ ‘ 158 ub/x | 1%
Vi =8 i
6 CAM i 1 T4 % BB %, T4 DNA B A8 52uL/% 1%
s, ZERREET . A,
7 CAM 22 57 2 o N 132uL/% | 1%
—w R SR E A Y S
8 CAM B 2 Klenow (3’-5" exo—-) W 14 pl/3 1
SHRERAARETE. BHEBFY . FBE
0 CAM 2 M 3% 3 : 686 uL/xx | 1%
b = BB i
10 CAM i 3 T4 DNA % ¥ 27 ul/% | 1%
11 | CAM-PCR i DNA 6B, REMER HE#® 660 pL/3 |1 X
12 CAM A 3E 5] 4 % H BT 7 104 pL/ & | 1x
13 CAhE 4 24 AN EBF T P )
N L A L0 IRAX % ¥ 247}L/ﬁ{
14 1 CAM [H ¢ PR 46, XY A FE K 41 DNA 3ub/3 | 1 X
15 | CAM P xtEE B 1 47, XY, +13 AFL[F 41 DNA 3 ul/ % 1%
16 | CAM FH M xtBE &2 47, XXX A Fk & 41 DNA 3 ul/ % 1%
1246, XY, del (15) (q11.2-q13) (AS) A3t
17 | o g @ el (15 (q q13) (AS) AR § L% ro

2fl DNA




o R 5 M) 24 T A
(=) Z®AAAE
AT & R TR A N 22 18-26 & F23d 0y F A AF
AHEF 13 5. 18 5021 5. HEEKRNFEMLER, UK
%15 FRMER ql1. 2-q13 RIREHKFI.
AFrERfmEagimzd., gihiE. ghiki
Fe)L&m o VR A 130 18y 21, X. Y R E K4 E
R FEAM KRR BRA N 2E, DUREMELAM X
G AGAE N 24, #ATHE )L 13- G A4E. 18- K& &
fE. 21-ZARGEAE . B4 A4, Klinefelter 4 A&AE.
MM A AR MM AL f1 Prader-Willi % & 4E /
Angelman 2% &AE 7 7] 4 By 15 Wi
TERTAREERPE TR LA RET RE” £ 5
HEERERLEMAIAARRETNEAE, THEATEEF
FEAEAR K PR, BT ZAN s lE, SRS
ER2ENERFEN (WR)LEERERIL) XE2ARKE
FEATA KB = AT 32 1% K 1. A om ey JF R R AT 6 R LA
AW (MO RATEAE) B XML, EHT
ZAR WA, LG BIEH T W R ERE, TR IZBOR
ey . RieFa B R RE, HFEFMEX R FEREE
.



RIRA & W E R WGIRSF, T RAE N 1 8 W
HrE— K, WREANZEAGZA ST, BEREFHN
ERFATHEAEFW . ARERTRHFREIMLEERREE,
2R AL 2 Bl IR PEAT 28 61T

AR 2 B W TE R AR A 7R B i e B Y LAY
B RDE M E R SRR EA LW T AT A,
G /NN PR Y VI ok ol 18 5 e |2 | N AN < o e
[ i .

AR B A e WA AR A R R, S AR A A
KB, 2% A RA SN E RO EFHE,

(Z) ERaEZAH4E

24 MK/ &

(W) FRRBRE

ARRA & F T R 2k W7 ik, 38 ad o FE W 41 DNA
ﬁﬁ%&%\n%%ﬁ\ﬁwwm&m\m%%&&&fm
BE, EDNM A B WsREE LM ERE LTI, M
DNA U, R4 B 2N r bk £, @A X PCR 473,
EXENGELTIN R B R—ANE. ENF R AT
e B R A ARG, R R, FAE

R N—/NEA B3I, RIEFFE K AE T4
EHAREGHEL, ERLZNMEXE - REFIIER. &
T $R B DNA HATI 7, JERUEE T 5 Ak 5F 3k

1
N
1



A A A AT 3, SRF A E R B oA B e &
HABFEAUE U ESFAEL LTI %
135, 185, 21 5, MPEemz o HIEEEE, UKE
15 5 @R ql1. 2-q13 KIE & 8k, N 923t g L 3
B Y B W

N 1177 318 T R

(=) ZZRMH

1 £ R AR 5

KA & EEREM TR BRI B, B R &
ML Kb KmB AR B, K& R A% K.
dNTP. A “A” RONLBE. fn “A” R Zwik. #LEHER
R, B RN Z PR . HERF A PCR OGN, F
SIM . FEPEXTEE B, AR R 5.

Uk AR O AN, B S )F B R I A
BAT® e R A F A k. FIE A ThaE iR,
Rt RERABRELE, HETEAEZERARRER
BRI AR

2. b B i xR E R

Dl SFSEEEESE R I L, BEIZS s
WETAEZ XA, m AR R E A DNAF . S
F 4 3, mz AR & e B R R T R A 4L 4L DNA
HFEAF R BRMBEE R I I RERSERT L, A



EEBREEARKE ST QNS E R, BEZT RTAH
WA R XA, EEMSER 3L, HANHEIRER
B A 2 e 7% 5 4 DNA. Bl Ak

WA EEHEE SN EER LA SE R, HA
AFLF 24 DNA A, A TA A2 B9 & 4= 4l

(=) AT ZRRBBREFR

g AR LR ERT, #BETRAFNEE TR
KRR, B EH5 T AW AR S RN S8, BEHF
ARE. MEHZREIGAF . ZBRAEAMKXA . W5 XA
FMFHBEEERS, W T REREER

HigARTZHRANNENFLGRIE, FEFTZ
A8, REI)JFHAT TR, #ETREETT

R
Zio

(Z) D ATHERL IR

KERBPMERITHENRACEERL BEE. £
. AT R

B ER R F, W E A SR R BRI R R B A
Ko FERABHEEERE BBERERBTHN, GHE /&
RERWLE, BRETHEREGEH100%, HHEFEER
100%, S&AFEFEN100%. F 4, #FR3MRA ST HESE
B MRS EZBRHTAEN, BANERETHESH BHE
. WABSEEFEEHK100%,



FHEEARET, Fiag AEHAARRAK. FARE
FARELARL®E . ARMNFNELE, FARZTFER
YR R RE . 59 RE M DA TR AR AR A #EAT 20 R AR 55 AR
K. FARERFH, WAl &EMN/HE FEEEE. H
A/ B AR A A F AR R AR 5 R

e IRAF 5T o, BOF AR 3R AT &S AT A A
B35 LR dr B, 185 RERAERER. 215 14
AR B, HRE R ERRU RS S R Rqll. 2-q13
B 5k B TP 3 AR T M 5 AR AR & B A T k6 th ]
FF K LA 6] BYDNAZR %6 N B 1% E X St Rt #HATR N . 4
REW . RAF & & H Ry 8 & F KT 30%. DNA
RIBBNEAETI0 ng, AAGARN T E N LR RER
)

SRR T, B TR RS X XRMH .

KT THAR, #HFARMNT & WA AN FEETH
Wi DR AR R S An A0 B AR o 5| NN R M T, X
KAV G AW W IR T AT T MR, BR X
W E 0.1 mg/mLAEZT & . 5 mg/mLH i = B . 3 mg/ml
EDTA-K2. 5% 21 48 it F 4 A 7R & 19 4 U 25 R 3 pk 38
BFR B 40 Mo & A 09 3E Lo SR T 4 DNA s JLDNA £ 4% BUin
MEXER G, RERETHAI. RO AT R" 4
KMk AR EASEREEFEANRERN, FRETF



BFRE 9000 75 B xS fe FARAEAR MM & R AR T, &
20 M55 S b 3K B 20% B 2 3t BB R S KRR A AR I 2
e o O B N R [ S e i B

KFRXRN - HEANZHRAANAATHT. A
KA e MSEES N T2, T3, T4, T5. T6. T7. T8. T9.
T10. T91. T12. T14. T15. Tl6. T17. T20. T22.
1p36. 33-p36. 22 He k. 4pl6.3-pl5. 2 #esk. 4q31. 3-q35 &
2. 5p15.33-p13.3 k% Tq11.23 $k% . 8p23.3-p21.3 &
2. 11q23.3-q25 $kk o 17p12-p11. 2 $h k. 22q11. 21 $h 4k
HAHTHR AXAXX ., ARERKH, REAEH
M 76 B AN Je AR SR A S50 M AT B AT T

(v9) fadkHBi{a

IR AR B e S5 R e K F KR AR, IR i DLER 2
MR AR PO SRR (M R AFARELH]) #HATHE A
H TR 180 Gl AR, X SFAEHAT T HE L,

RG340 6 e )R F KA AR X 5 AL H#HAT T Wil
R EW T

L5 5. 18 5. 21 5 3@ RdF B AR A

RPEFEAR T R BY. “DVI3” o “DVI8” . “DV217 % {H
BAT AW L DV<ILL B, HEARAZ BRI, 4DV
> 110, FERRZRER AR,

2. Ik e R AR AR T

-10 -



MRAEAF AT R By “DV23” L “DV24” AL AEAT | Wi

a) Y DV24<0.1, FL0.9<DV23<1.1, AN M LEIK
A AR BRI,

b) % 0.4<DV24<0. 6, FH 0.4<DV23<0.6, FFAR KM L
BN A BRI M.

C ) LAt UL AR AN M e AR AR BT

DR R AR T, LA e
e ARAE BRI R e E, URE AR &
BARSH AL A LK R T A&

e g

i I b A R T A1
YT B f
' Al X Jufa | Y Juf | DV23 | DV24 DV23 DV 24
K A
U 0 42 AT 45, X 1 0 0.5 0 0.4-0. 6 <0.1
f gz AL
R1iqef C{ILECI AE 47 xxy ) f 11 0.5 0.9-171.| 0.4-0.6
@k&é;é\ 47, XXX 3 0 1.5 0 1.4-1. 6 <0.1
it R 47, XYY 1 2 0.5 1 0.4=006 | 0.9-1.1

%&.\Q1ﬁ%%%@ﬁﬁ%ﬁﬁﬁﬁ-

2. xet FA B A A b3k v A s A S AN T P e AR
A BT ARy T AR AR, B0V AR b R B R B R T A B
GNIN

3. 15 S 44K ql1. 2-q13 K38 6k & H B,

AR I AE A3 B By DVenv Al DL K env-markfi, #RDVenvs-1, H
cnv-mark<0. 20, FMTiZ K FAEHRK, & NZEB AR k.

() ARMFR

HIE AT Mt AT T HRREYS (ZHREME) . #

11 -



FACEME (AR MR @A 2 ) Aoz A4 e 1 o
5, UK GHEAMERNRERFR (REREME)

RAEREME (LHBEME) #FRXF, WiFAXE
P Z R & TS CUL T R A7, T 00 3. 6. 8. 10,
12, VAR 5% R#ATRN, #2156 F &
FABIAA-15°CU T T, ARMINA.

FERAREE (FEREEMRRRES) #HE+®, #
i A TR T R T S A M R B A T B B ] e DA RC
TE A R E 8k e R D B BTN, HRER
B, BUANPF=EET-1ISCUT#AE, FrRH g
6K, BUAPTTHREREWE 3 MAWAR.

FAREM: BANREE L2 8CEHHFT, T8
12h, fo B KB ZHEFR B, FAAEARRME-15C AT RF,
HRA 2 . FAKERREGRE. KGR BLEDNA,
E-15SCUTHHRRE 5 F, K@k 6 K.

=\ ERIFERIR

HEAEZHAE - ARER. ALEARER., #
BEAFREREZEFEAF¥F —HWREER (RTEARMS
BEENEERFH-HEER) . ERERRERES
—E R, FE w4 R R TR G R AL R T IR
N 7 R o iR W 7 i Wt e R R i i R

=12 -



P2 i A R A AT BB 55, AR B AR A0 4 T R Y
e R RE. AEAR KA R FAER,

S8 bW E XSS, R E NN H R G
1519 f], R 13 S RE R KM MEmE 14 6], 18 5 5E
AR 546, 21 5 R BR AR 181 f, MRERIEEAK
174 4,015 S @R q11. 2-q1 3 R H Kk (CNVs) 34, &7
ARSNGB R G A B R 13 5 R E AR =R, 18 TR
BARZR, 21 5 RERZR 15 5 2EMR qll. 2-q13 X
Bk P PEAE A 00 1000, PIHEAFE AN 100%; 4 0k
R R AR BRI AT 6 3 98.85%, FAMEMAF & 99.85%;
BARTE A A2 99, 53% (95%CI: 98.30%, 99.87%) , M
P A52299.82% (95%CI: 99. 34%, 99.95%) .

5% R 00 RS, SENA A BRA 15124], H
13T RERZARM RG] 14 6], 18 5 R @K =K 54 4],
21 5 R e =AR181 4], KR INS B G2 B o AT
MR A AR A 100%. P56 M3k BT R
T BT 174 6], A3 (45,X00°21 . A S RAEAR 1S
i, (47,XXY) 80 5. (47,XXX) 36 ], & A RAEEAR D
Bl (47,XYY) 39 6l A e AR 1 4. IR ) i
WA 5 A AR (45,X0) DLEA (45,X0) 89 # &1k
FEARTE AT 65 95, 24%, PAPEAFE % 99.80%, 21 f7 FE £ A4F
A 11 AR I R ANS BT AR A (45,X0) , 9 B4

~13 -



RRB AL W RAA RN Y <R TR HEER , 14
HARRB RIS B R A RS, AR T b4
e (47, XXY) [P AR 100%, HHEAEE99.16% #H
M (47, XXX) BLEAO(47, XXX ) B 8 AR AE A fE M 45 & &
100%, MMEFEZE 99.39%, 36 4] A4 F 33 4] iR
SRR AR T A (47, XXX) <3 3R Ih 4R S5 B R 0 4B 0
A AR K SR somll (47,XYY) DL R
(47, XYY) o 8 &R 5 B FEE A & 2 100%, [P fF 6 &
99.25%, 39 @ [ AR R B K S 5 W7 R R A A
(47,XYY) 5 LB HERRBEI L B RARN R E, LA
TARTAE, M ATRFAN KGRI, 2B
tb SR FE 4TS 99, 76% (95%CT: 98, 67%, 99.96%), [
M A2 99.91% (95%CL: 99.48%, 99.98%) .

b, KRB ZER D KB AR AN D 7R A I R g
i R R R R K. % & U R iR & Prader-Willi 4%
AAE/Angelman L2 EAERH BY W, 2R ATINE I B X
Wk, 1% KR T 5 R by a6 BT SR At & 48 B R
Y A R R, FHEIEAT LW R R IE RN A 2038
Yok Pm A M 25 ;K 5 Prader-Willi 4 6-4F /Angelman 43 &
fEWs PR W B HEAT XL, N E D WU 3] 106 80 R
P A B K. X TR m e RS E, T/

i JE 250 B T

14 -



M. FmEZENEHIE

KA “YY/T 0316-2016 [EFY &A% B E Y 2
W RLR” ArelE s X S AT R AT

ZGEAITN, EEWAMAKT L, ARz A &
WRWZEAN TR, IRIEAWRE S, ETHEER L
R HgAEE, FEL I 4 3R TR

AR THREEERRE F R B ARED BZ &8
BEFERILENAAARFFENEE, FEATFEF
TEAEAR K By A B AT AR M A A B, S S
EZPMEREN (k)R FSERNL) FEARKE
PATAH R PR R K18 AR R A AR T A
HAA N RO ERAREEEY WA XANE, EHT
ZARNE, SREZEERR ARG RE, FREZRA
Bl R A, B AR R RE, AEFHANEERE
.

AR B 2 RAXGE s K52, A RLAE 4 7 5 15 W
B —KHE, WEIREANEERB . BEAEERN
BERHATHE AW, S RA e H R E A B R =1k
HAE R F IR 5 Al R PEAT 526 20T

AR & 09 4 T TUE R AR A 7R B FE R B Y LAY
PO, TUE W IEHE RSB R EAM A AT LT E,

-5 -



R AR LY BE R e 2 T RIS BT R B A SRR

[ i

AR &R A EFANS N ERK, SRR E
B, 2R v AR ke N 45 R B B

P2 o YU R B T A% e 77 vk R TR R A R

VR R T
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RE CETEREEEELEY (BHFRLF 739
). (RO RFNEMEEZEELFEY (BXTY
WEEHELRAFE 485 ) SHMABENBWMENGRENE,
2 3¢ H9R AR K B IE M R TER AT R SR, R
freRaet. ARENER, fAela AT, ZP0E
TEM. Z” R UM A% E 4 Prader-Willl % & 4E
/Angelman Z8- &AL Bib Wr, %KM A 7N F e B Kk
. TR AT E R G ENT BWREMNEER RN
B K ERK, 3 HIE AT B R R R R £, B
FEE AR 4 B 5 Prader-Willi 42 &4F /Ange Iman 4% &4E I
RO W R #AT 3T, MZEDRER 10 Gl# B mE, 0
AP G R AR . AR R PR B B W R ALY AR, o F 7 R
25 UE Mt B AR 2K

2024 1 A 4 ”

fdr: FRRAS

=17 -



R bR id RERMSRAARTEAE (THRRLIEMFE) R

(=5 47K ]

AR Ge oA A A N R ot S A IR . (T R o ¢ LB 57925
(B3]

24 /&
[FUHZ]

ARG AR E R 22 18726 A AN F/RAEARTE 13 5. 18 5. 21 5. 1%
Jett IR BEAEIR, BUKSE 16 584k ql11. 2-q1 3 XM ER KK 0«

F T2 72 B 2 00 . ke 20 R A R IR J LA R i LR SBRAELE 13350,
21 X Y GRS H R BUAE A SR R TIORR R ) Z200 , DAS A B A G B 25 R AIE
MZ0E, BTRR L 13-ZAREEAE . 18~ZARGEATE. 21-=AREGEAHE. FFANEE B AiE

/

Klinefelter £E&ME. MEZEAIE. LR EMER Prader-Willi 256G 1iE/Angelman ZEA1E
FEHTAR BN W

ANSE T e 0 e S S AT BEAEAS R 2427 s i AR AT e IG ) L s A R ) it e
2208, AMFH T ARBRARIEAH S M S 0E o AEBHAT A AT ARSI ), 204 & 24 1
ARG L Canfia JLEE AR B 00D % 2210 K SRR BEAT AR B Wi B A% 0 if . R SRS
TP AR AT RATH) PRI EORE BHINEY IR E . FEREAT A I, 2
IS 704 78 K AE U, TR U Z BRI A AR AIBOR R IR, R AR G
IS A5 .

A BT 25 AR R 225, A AR D9 B2 W i ME— 4, IR IR A2 L &5 5 4%
UM R A SR A AT LR A HI . BIPESE SR R HEBR A etk =g, H AR
HAR AL 45 5 Wi R EAT 245 W

AR ORI E RLAEA P RT2 W5 R ST TP OT R TUEHE I ER S R
B AH S B AEAT MY AR o FRE ARSI B2 T R 225 7 BT I W B MBI ) AT 58 o () R DD

A GO HR B AR AS BOAS H IR, AR A B RIS, 2 2 A ) ke i 45 2R
RIAER 1

GO R AR A e SE T8 e U PR E 1 sl b — S B SR I R . G R e L
FEILHR I A2 5/1000~6/1000 [10 o & LI Ge R EREAS AR i T

R L g S sk BR RIRFL
135 Rt iR AR R AR AR 13- =ARZR A AE 47,XN,+13 | 1/.(7000-20000)
(18 5 YL AR IR 18- — ARG AE 47,XN,+18 1/-£3500-8000)

21 TR RS 21-—AREEEAE 47,XN,+21 1/ (600-800)

O RRANER B 45,X 1/ (2500-4000)

, Corr b Klinefelter A 1E 47, XXY 1/ (500-1000)
HROHRERER T At 47 XXX 1/2250

R HELE AR 47,XYY 1/ (900-1000

~18 -



SER R Y AR EE R A S () — o, 15 S e tifhk 11, 2-q13 X3 2 2 SR 3500
PR R AR, O LR AE S 2K N: 1) Prader-Willi ZEAME (Prader—Witli
Syndrome, PWS) , XFRLEK A& R-% Sy batg -1 R & i 5 -ARMELR A1« s th T 15 5
Lk q11. 2-q13 [XIRAQYF I LA R R X Tl 2 5 RS — Fhist AL PE . 20 Angelman £54
fiE (Angelman Syndrome, AS) NHRRAFARMELZEME, & HBRE 15 54 Elk ql1. 2-q13 X
s b 0 B0 R Bk 7 5 A Ff e Prader—Willi 4541 &% Angelman Z5 & E 1 R %241
1/15000 [3]. bl Yt R R A5 i S B BRI Sk 0 s H TR I IR e IR I iRy 7 T8
FREAE RIS WOA T T - IR % F e Wi @R N sRBURE ) 7 SRR 15 2R K
REMP M SEREA, DI O A DL PR 2 Wi 2 BT, e Jains
B3 (FISH)  Petotkflf g b (CMAD. -« HER 25 DR 5l 7 4R (CNV-seq) K4
BN T EARRERE R (Bobs) %o AP= S EHIMNEE T« ok & bl k" mEE
Y DA SRIFE (CNV-seq) iR
[R5 JFEE ]

ARG G T T ORG24 B, B R SRR ZH DNA #E-47  Bef . Rimfe =,
“A” L. NS IONE & PCR EAE, TE DNA BB gz _E oy sk al, M
# DNA SO, FR¥SCREMEEIME G b, @i POR 188, S0 % 14 465 51 1 B
TR A o AR T S H ISR 1 75 e FE A TR, TEBEAE M Ak, 4>
PEIR RN — A IER EANO S, RIS F MO EFMAE TR N, 22
EE, FEFFIEE . BRI DNA T, FHEIEN 755 NS 3L H
P BEAT EEX, SRAF P SITE S R R A S R TR B AT HHR 2 52 B
ARSI, T 135, 185, 215, MR R MBI, DS 15 5%
Tk q11.2-q13 X3 Ak, AT S IR iR ) LGS E AR 1A B2 1T o

A |
( 1
H Byt kb | yilt N FiIE: PCRY

(€N %0 )
1. RAF & R D

-19 -



C
_e
s

20160018 %)

75 oy 2R FE RS A%
B SRR RO BRI
1. | CAM Fr Bk il 520/ 3% 153
fik 2 37 2 N\
2 CAM Jv Bu ALl KT w2 IR A ) 52 uL/37 13
3 CAM 117K 1 LM 218 132 pl/3% 153
4 CAM 2 157K 2 + b AR AN 66 pL/% 153
, T4 2 A% H RS A2 B2
5 CAM ZZ MK 1 158 uL/>2 N
— R
6 CAM fi 1 T4 2 A% BN T4 DNA K& 52 uL/% 13¢
B FALIN, RS, SALEE,
7 CAM ZZMlK 2 132uL/37 1%
TR HEEE, =W B S IR
8 CAM fif§ 2 Klenow (3'-5' exo-) 14 pL/3% 132
o SR KR T JIRAERS
9 CAM 2211 3 686 uL/% 13
B =
10 CAM i 3 T4 DNA & 27 uL/32 13
11 | CAM:-PCR %l DNA HEH. AR =R 660 pL/3% 13
12 CAM A 3L519) TR 104 uL/37 1%
B Sul/fL, 24
13 CAM %514 24 kA% H R T 13
L FLAk
14 CAM [FIHE%] B i 46,XY NZ:[FZH DNA 3 ul/372 13
15 | CAM BHMHXT R 1 47,XY,+13 N%[F4 DNA 3 ul/37 1%
16 | CAM PHPEXHE § 2 47, XXX NE:H 2H DNA 3ul/% 53
46,XY,del(15)(q11.2:q13)(AS) NFE[K 41
17 CAM [$H IH:YJ EE 1o 3 © ( )(q \ )( ) 3 ML/B‘{ 1 jli
DNA
AN AT A A B 4L 5 AR TR
2. AN E AR S HEEEME AR R AR
2.1 B FH Bt
IR ER AL AT AR, (bR BIRAF], BEITHms RS HEmE
20200061 5)
IR Cor A FRHE (bR FIRAF], BEITHEMSRS: HEem&

~20 -




WP snsE G & Cin ik R (dbs0) BIRAA, Mkg: 75 5EFH/MR, 190/
B, BTSSR Y HAWE 20160017 5) .

2.2 AT
Gett (AR B 1A Sk PR R e BT A (RIS R R . (AER0D) BRRA R, HS

ANNO CHR, fRAS V1) .
2.3 P B &K HAR A
TR B et dlifbk
(& AR ]
A7 55 P F15°CLL N A7, ARUH 9 MH . S a5 )5 E T-15°CRL M A7, VR
NI 6 Ik, ST a6 5 HE 3 NH WA 5.
A BRI RBOR A W AR 2E .
L&A
FEPI A% (45 : NextSeq SS0AR) (i fRIAIER A (b)) HIRAFD
[FAZER]
1. FEAR KA
2 18~26 JH IR FKBEAR
2. iR A REARTF

2.1 K&
PR T B0 . EDTA Pt S S HESR S SE KR, SEAMET SmL.
2.2 7

Rl S A BT RE AT, S, REAS RARAFAE 2~8°Co6 1 N, DR 72h. 41
BE ST 2 HEFR L, B BCRAR 12 KRR AR RIAE-15°C UL FRAE,  RTERAE 24F SR 7K B 0 S R VR
e MFEIKIHMIFEHELE DNA, #ZEKMIRAE, 1E-15°CLA T AMRAE S48 HH REMH,
R WA L6 IR
[T
1. R

HUZ mb S 2E /K REAS, A PR 0 G AT BE R 2 DNA $2HL, VAR LIRS
WAzt A A .
2. BRI BAL R N
2.1 SHEBGRFHIFEA DNA JEATIRFEER I (HEFE(E A Qubit® dsDNA HS Assay Kit, 575
Q32854, %) f: Thermo Fisher Scientific Inc) , M 4ifb/KEHLFEBEE 1 ng/ul, BT
UK LA A . HUH CAM BIMGIR S CAM B I 1. CAMBHIEXS I & 2. CAM A
XL 3 BT S AR, PRIRAT, R RO, BEC4 3 1.5 mL B0 B 9

=21 -



uL Aok, B IR HE S 1 pL A3 BIIKERL ) 1.5 mL S50, JRGVRST, BREPES
OB TS H .
2.2 U CAM HBALZZE il . CAM &1L 1. CAM &b 2, B T =B Flth, IR
IR, BRI BT . CAM H BALZ2 il CAM & IEW 1 B Tk B4, CAM &1k 2 =
T BCE .
2.3 BUH CAM Fr B Abl, PR%EE), Wm0, BTk E&H .
2.4 FEUK _EFCHIBG) Py BUk SOBAR R BRI, BCHIN,  Jelnaifb KR CAM Fr B 22 i,
WG, BB O, BN CAM B i, B s B R AR &R 3R 1.

1 8]l Bl soOpidk 5

ERIE BN A B (L)
alifk sk 6

CAM J7 BALZz il 2

CAM J1 B At 2

2.5 W TC 1) 47 ) Bl 1) e B A S S IR S VR 50, RN B0y, HX 10 L D) F B Ak S B TR
W, 23 E T UK B 96 L PCR AR (81 1.5 mL 80558, 4RAVES), BRI 0.
2.6 B 10°uL FiRE 5 IAE A DNA Bt BRSO N 31 4356 4 O B D) Fr BoAk, s B FRB AR, i s
FEH (BANEER)  RGIES, B RO,
27 BT ERSE®R (B PCRYIGLO LATEEII A BRI, BEY) R Bk RS A& W&
2.

% 2 WY v Bl SR AT

i A1)
37°C 50 4 g
4°C ©

2.8 W) BBk S NS R G, BAESE T UK E, BERNEL, FFSZEDIIN 5 L CAM ZIETR 1
S (BHNEESR) , RERA, B RO, BTk R, R 2 4,

29K FE MUK EEUR, N 2.5 uL CAM bW 2, InfiEss s (sin'EE ) o« IR A,
WERT B0, EIRICE 2 405

210 HFEAEFE S 1.2.mL 96 FLEEFLIR (ER 1.5mL B0 H i AR IR 4 Ak 1577 ) 45
PEVRE (WAPIR 7 AIRAMERAEIRAE) , EH 49.5 uL 240 BAER B kAT 24k, 2ifbid
FRERTRRAT , BL = ead 2250, FH 44 pL A0 A i -

3. RPN CRIRIEE KRB

97



3.1 U CAMEZE M 1, B TREESEM ek, RGIES], B 20, BUE CAM g 1, B
FRE . FEVK b, FCHIEESON | 4R R PR, ONAR R WL 3.

3 MM 1 AR R .

ARk A RRAEATR (L) |
CAM ZEMH 1 6
CAM M 1 2

3.2 K T 1 S A g SR T VR TRAR S TR 5T, WA B0 o W 8 L S 1 TR, 40 5]
BT UKER 96 L PCR A (5 1.5 mL B0 )

3.3 44 2.10 4tk J5 1) DNA B 42 pL I NE] 55 R b 1Ol S N 1 PR, N & (sidn
BE® , RGIRS, BRSO,

34 B THIRGRE (BUPCRY WA Ey RN FAEHN 20°C, 30 708

3.5 WESN 1 E5 G, KRR, BER B L. KRR B 1.2 mL 96 FLIERALIR (5 1.5
mL B.0E) H, ZBERA R B ERE (PR 7 RRA IR , T/ 75
uL ZEALREER BV E OB T A, F 21,50 itk e it e i o

4. BERBL 2 (JI“A” R BL)

4.1 BUH CAM 6t 2, BT =RFM Falh, JRGIRA Wi B0 . B CAM B 25
I B

4.2 TEUK _BRCHIEE SN 2 76 RTR, RRHERIE 4.

4 Wl SON 2 PR AR
B 44 AR A B R (k)
CAM i 2 >
CAM [iff 2 035

4.3 Vo BC I I e SN 2 URWRIR IR ST, R B 0o WEL 5.5 uL g B 2 TR/ 2 51 B
TUK B 96 FLPCR BeHh (B 1.5 mL B0 &

4.4 3.5 HEiAL 5 1) DNA B 19.5 pL A0 275 R4 Bl SN 2 TR, Inlsess 5 (Eldn
BAER IRGIRS), BREEL.

45 BETHRBSER (BPCRIAMLO b, RFIFKMHN37°C, 30 4480, RIS )E LR
BT UK E, SERIEAT T8 MV

5. B ML 3 (ngesk = R

5.1 BUH CAM Ziif 3, BT =R &AM N, RGIRS, B EG. BUE CAM B 3, b
B Oe

5.2 fEUK by FCHIBE RN 3 R RO, RMAERLE S.

-3 .



5 BN 3R R

AN R BN NAEH & (ul)
|
CAM ZEi 3 26
CAM fi& 3 1

5.3 W PO T PR B B 3 TRIRIR A IR A0, WA Bt o W 27 ul BN 3 TR, 02 5
B TUK /96 4L PCR #ie (5 1.5 mL B0
5.4 4.5 PSR 20 P I ON B o B A 0O SR 3 TR, I B (BT R D)
P VR AL W B
5.5 ETHERSER (B PCRYMLO E, KM 20°C, 155045,
5.6 BESCR 3 450G, KRESH U, BRI B0 K 5.5 B B B OB PR RS B 1.2 mL 96
FLIEFLMR (B 1.5 mL S0 |, 42 BEIRA A E R (WPTR 7 IR a5 i
), fEH 78 pL G ik B W AT 24k, F 19 pL A6 R B0 A -
6. PCR 33 X i
6.1 BUiH CAM-PCR Wi~ CAM A3L519). CAM %514 (G HRRE AU H i 75 210 b
ZolcEy . BT ERAM TR, RG], WL
6.2 fEUK L, i PCR JBTRIRI, SNVAKR WK 6.

# 6 PCR K Bifk &

B AR NAFEHE (ul)
CAM-PCR WK 25
CAM A SL5|W) 4

6.3 WHL 4 uL FRZESIIMA B E Tk E#) PCR A (8 PCRA) , ARIEME A FLEIE S .
ANERER TS AT IR S LR 4y o 24 FR2Z5B5W01E 96 FLAR (40 A5 DL R 36
2 3 4 5 6 " 8 9 10 11 12

Al ]9 |17
BO[ 2 | 10 | 18

C | 3 |11

D | 4 | 122 |7

E |5 | 13]al

F | 6 | 14122

G | 715 )23

5
H | 8 |.16] 24 A

924 -



0 124 ARSI VIR 5 .
6.4-4% 6.2 Ll 47 ) PCR S N TR IR IR 21, BRI 30 o BX 29 uLPCR S SR I
FE TIUK EEIAFRZE T Y8 PCRARK. (B PCR )
6.5 % 5.6 halifbiF i) DNA BU17 wL i AE] PCR Bt (PCR %) , ISR, RHIRE, B
B Oe
6.6 T PCRY G4 I, PCRRI AWK 7.

# 7 PCR B 26 AF
T i} [ TEIEL
94°C 2535 —
94°C 15
62°C 30 7 17
72°C 30 7
72°C 10 43 e
4°C o D

6.7 PCR Z5 35, RAAEAHCHY, BT B0 o BEFEAEAL 2 1.2 mL 96 FLIR LR (B 1.5 mL &
O R IR A A B ERAE (PR 7 IR AR AR ), fEH] 45 pL 4ify
WEER B IFHOEAT AL, FH 82 uL Sk P SRz s

6.8 W HY 80 uL ¥t it () DNA SCE RIGTFFRZERT 1.5 mL B0 H, -15°CEL B ARAF
TORRRAN IR

i BB AR IR AT Tk 2D R AT A AL 4

7.1 K S ALK LI 70% 0 2 B2 4%

7.2 ¥ AL R AR A 1 A A IR BRI 2~8°CHUHY , 2 IR 30 4%t

7.3 W AL HER BIF R ETR 5] o TR SIMIARAE: (R ESN ERCHE kR

7.4 ¥ AT HAZF I 3 2 1.2 mL 96 FLIRAUMR (B 1.5 mL B0 e BB BS54l
WIS EHIR N 8.

R 8 RN R AL K S 5 AR

il S 1 AR TR B IBAAFR (ul)
B VL Bt S 49.5
iy R 1 75
_(HERN 3 78
0" PCRRM 45

~95 -



7.5 ¥ DNA BAIINE] 7.4 R fUR (B 1.5 mL B0 1, R R Z AT 20
Do K AL ER B TP DNA RINIAR RS, EIFE 8 /4.
Vs WRFTIR SIS A KR
7.6 ¥ AL (B 1.5 mL B0 8D BB EEE S b, R R R EIEWGE,
LEIN#T TR
7.7 MERFLAR (BK 1.5 mL B04AS) AN 200 pL 70%ZEE, RS 10 7%, 8 G SR
ko
7.8 ¥ LWL T NI o RAEPR WA TR AR (B 1.5 mL 08 MREI4E &
T ECE BRI L.
7.9 EELIE 7T 7.8 .
7.10 fREFRFLIR (BL 1.5 mL 808D EPRAZ L, SIRIFEET 2~5 28 L BRI AE M
CWE, B RLER I T
711 B AU (B 1.5 mL B0 AWEJIEE EHCR, NS Bt s E T 20 1K, =
IR E S 8. BRRALET 35 N SEAL B BB AR 2% 9:

9 BRIRA T I AL B R A TR

filg )2 | AL BB (ul) 2 EIAR R ()
Al U3 e B A S B 44 42
i J5 BV 1 215 19.5
il SN 3 19 17
| PCR J% ¥ 82 80
702 F AU (B 1S mL B0 SRR TR0 B BRI, LiE RIS R
DNA 4.

7.13 ¥ FIERAE BH0 S0 B PCR AR, R — 25 S Saloke U
7.14 DNA SCPE W F--15°C LA M ORAF4F, TR RO WA I 6 TR
8. SCEERL

Rl 6.8 CHSCEE B SRR S, SCPEMREEANFIE T 10 nmol/L,  HL 3T Jv By 04y [l 72
200~<500bp I8, ANIA bR L B FE o
9. EHIF

DNA SRR BRI S, A HEE R FAC (B85 NextSeq 550AR) B 7 M.
AR A S, EREREIFEC (BS: NextSeq 550AR) 4% MB 5 e W] H b T B 4048 18
M o
10. YRt

W 58 B A R < G € A A R 5 A R ok DRl 2 2 M A A e R I i gk 47 2 T, 19
FUAH S W45

-6 -



[ FR AT ]

1. 135, 185, 21 Srfafhs(l
X356 13 5. 18 5. 21 S Yetafk = ARFHMFEATN 145 61 13 5. 18 .21 S ik
ZARBAEREAHEAT RGN, AL DV E IR HAl ROC B2k Seit b, W R

o
]

Sensitivity

00 02 04 068 08

AUC1

1.2

1.0

0.8

| | | | |
06 04 02 00 -02

Specificity

ROC HIZETHA AUC=1, #iRHE DV {H o] AR EFHBIX 53 SHYEREAS S B PEREAS . kil
BRI BT N DV=1.1 I, BUREER]IE 100%, FF 571 0l Ik 100%;. BB R AR B 8 A 2501 X
Gre PEIHE, MXTNMYAR (135, 185, 21'%) IDV<I.1 i, BEACAIZG k=44
B SRR et fk (1345, 185, 21°5) W DV>LI I, FEAZ LR =R BIPE.

R 80 13 5. 18 5. 21 THOM=ARAMEREAF 260 4] 13 5. 18 G 21 TR
A = A B PR AR BOE 25 JE s, RS BE A 1 B T A s 9P e R B 4

2 HReAkSEE

XF 60 1 etk E

KA
biSi

PREAPEREAAN 120 Bk G AR AR BRI IR HEAT R I,

I DVAE, XA ROC BZkgiit o, W FIK:

L
=

Sensitivity
00 02 04 06 08

AUC1

1.2

1.0

0.8

| | | | |
06 04 02 00 -02

Specificity

-7 -



BRI ERE A N IE R e, BL 46, XX IR AT IR ROC #IZEHIFL AUC=1, i
MR DV AT DUR 30 X 53 BAVEREA SR AR AR o B0 Rl 48 | DV23 -11=0.1E.
IDV24[=0.1 I}, BURSZ AL 100%, HFR I8 100%, #IEHE Y (a) 0.9<DVs<l.l H
DV24<0.1 i, M5t R IERE LR T P

FRE ROV IE R SRR, ©LU46,XY JBATEREAXS I H) ROC #iZ AR AUC=1, ]
45 DV {E T LA G 10X 55 FHAAERE A 5 I PERE A . 50E Rl BB 8| DV23-0.51=0.1 H.| DVas-
0.5[=0.1 B, BB T 100%, FFRPERTIA 100%, #EHFIE ™ (b) 0.4<DV3<0.6 H
0.4< DV24<0.6 N, P Jut0 A E B A5 44 A B 1

M4 Ca) 0.9<DVas<l.l H DV24<0.1;  (b) 0.4<DV23<0.6 H 0.4< DV24<0.6, {F—5%
PR, PRGSO ARAEBE R A I I s FC At R vl M e € TR A R 135 AR P 12

S IE 80 1] 1k e £ Al 2 A5 Ak B A1 A A T 2607497 1 T4 £ A A HE A5 AR [ 1k R S i 96 1IE 45 51
BN, R ST B O T A s A R 4
3. 15q11.2-q13 KB S%(E

X} 37 4 15 5 4L 4K q11.2-q13 X IR 2% R B PEREACHT 143 ) 15 5 4 tafhk q11.2-q13 X
SRR 2 R BV RE A TS DVeny (85 env_mark i, FE%F Hiffe ROC R gE it 704, R IA:

o
=

AUCH

Sensitivity

00 02 04 06 08

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

2L eny_mark<<0.2 Xk BHIE R B SR (8 DV 20380, 3 ROC £k TH
FLAUC=1, HYBE DV=-1 1, BUREATIE 100%, FFRPEriE 100%, #E A E Y DV
<1, H env_mark<<0.2 I}, FBVRIN DL ARG, 7300, R 00 X ) A As ) st 2k

SEGE 20 451 15 S Ytttk q11.2-q13 X 3Bk B PEREA AN 320 ] 15 5 40 ik q112:q13 X
SR R B A A P BEAAE 235 L s N 1) PP 1 B T A A 9 e R B A
(R4 SRR ]
1. R
1) SCPEP= I R AG HO SIS T 4.5 M T4, IoRikds, WIS EHHNT: SO GC & &R
7E 38.5%~45:5%2 |8, ~UR_Ratio MET 0.6, WIAIEFR, TIN5 Hrd
2 ARG TR e U 35 SR N AR B TR ARG 5 SR

~98 -



a) CAM [ 1 o8 8t B ARG 46 SRSk g 13 50 18 5. 21 Sy tiufk = 4R 1 %

PEJSEARIERE A AARAPE, H 15 544 Eik q11.2-q13 XIFHR KB 74

b) CAM PHEXS HE i Lrofar 45 SREERAG Y 13 5 e (i ik =R R

c) CAM [FFAXof H e 2 FRO G 00 5 SR SRAG H P e €0 ARl AR A e B 1

d) CAM PHPEXT R 3R I &5 SR BLRAT Y 15 5 Qe tafk q11.2-q13 X3k 2k FH

N

U FSARXT BN RE S BRAT I 25 R, MZ A A 25 SR A TE AL
2. G5
1) 13 5 et fh J W

FEAR 13 THOME DVs<L I, RINZFEARN 13 SRER =T, 513 55
RN DVis>1.1 B, REVZHEAN 135 R ER =R, 3R LAA 13- L5 A0
KRR 5 o
2) 18 T et AWy

MFEA 18 SR EAREIIME DVis<l.1 B, REFZFEAKR N 18 S YA =/, 218
SHAARN) DV L LN, REZFEA 18 Stk =ARBAYE, IR0 LAA 18-=1h Lk E
AEAH KB AL 5 -
3) 21 5 G H

PR 21 SR EARIIME DVa<1.1 B, RUFZFEAKR N 21 SR EA =55 221
TR DVo=1.1 B, RIZAE AN 21 S Y bk = fRBIYE, FERARILAA 21-= k45
HAEAH R BUR A 5
a0 PG T -

(a) HFEAMEREARNEDV24<0.1, H 0.9<DVxu<lI.1”f, FHIZREA R WG ta
HHCH 5

(b) MFEAM: R IMME <0.4<DV24<0.6, H 0.4<DV3<0.62h}, FIIZFEA AR WL
UEERES Ry

(o) AFEAME L B AR Dy Eodk W R LR BA AP R Al B LR, R BT FEA MG
IRAEFEAEAR T . SRR ) LEA MG AR SRR R R B AE (RFANERG1E. Klinefelter
CEAE, SEMELEA I BOB L A IEURAE R

SFEARAELEPE G O A AR B A ARG PHE R, Ui L 1 P G € Al B A A 1) e £
GREH, DARAS AR G Y (R S 2 [H 10 BOC R AR K

| mamam | RE P KK BARIE | AT ARE
A sl X Rk | Y 3efafk | DVa | DV DV2; DV24
RN AT 45X 1 0 0.5 0 | 04~06 | <0.1

: N
Khnefegr A 4wy 2 1 1| 05 | 09~1.1 | 0.4~0.6
S AE 1 47.XXX 3 0 1.5 0 | 14~16 | <ol

-9 .




e | axyy [ 1 [ 20 [ 05 [ 1 | 04~06 | 09~11

ot I 0.1 ACER i B B ARME OB BN AR s 2 TR DI AN £E 3 DY A st R AR 4
T ERH (R G R AR S AP A A AT R FLA P e 0 A AR B A R I R 0 R 1 0

BT B R E G R A R R IR 2 e, FE MR R R R AR
AT OLI, ] REAFAE R — & REME A Z FA R i &R H G, BRI K EER IIE
AT PG R AR R AR IO AL X e — E R BR T o X Tk A AR 1 G B R AR B A A
A, HAMSE RE R SHAT X ), Joikdt—00 8. 2 CNV k7R T 4
PSR, AETEVE I e T ik B A DA SRH N 20 Pt 2R ) AR RTEL i, s st — 20 k47 e
O AR R Bl FISH A1) 5

5) 15 ZYEAR q11.2-q13 X8| 7 -

15 FYa Ak q11.2-q13 KBTI DVen<:15, H cnv_mark<0.2 B, RIZFEAN 15
5 ql1.2-q13 XA R B PE, 3R IR LR S 5 q11.2-q13 XV R M LLEE1E (Prader-
Willi Z8G1E & Angelman ZEG1E) FUBURAE T A 45 A 2 BRI, R
AN 155 ql1.2-q13 X ER 2K 5%

LR 7 1 R R ]

1o ARG S TR E TR KA 2R 1350 185,721 5 TR (R dR R
W, VIICEE 15 5 Y R q11.2-q13 XSRS ARG D0 o JEEEA I TUA FH g LA AR 4 38
RO SRAR. PR EAE (BN S A < AR, BSE AR H R AR S
fil g Ak S A DL KL INZS SRAE N IR W I ME— R4, (LGRS %

2. ARIPEARERT I A 1 R G RS TR Ak G A U e 70 52 S 8 A0 it Be gl s, HL
HA X RE, ASF A X 38, AT A Le ) R BRAN AL

3. T HEME LR O A RN 2 e, AEVE R M S R R AR IR A
TEOLIS,  PTREAE AR — R I &5 RBUEA Z A AR i & A ALE B R KSR IIE
BEAT 1 e o AR AR T B X 0 AR AE — B IR BRI X TR AR A 1 e fR R A
PRREA, <RI S5 AT o] R AN S BB Y X ) TEidad—25 0 AL AR on
AR S, ARTE I T R 75 0 1R 5k LA RE I 200 it P ZEL P BT, S i — 20k
17 4 % 2 B FISH il o

4. BEORAHM S G Be 2 T BRI 0 Hr s & .

5 CARG A AT TR Bk B IR S IR (MCMAD SUIR I 2230 S K FEAR

6. ARG T TR 100Kb LA Rk k.

(7= 5 Re e AR ]

1. Mk S 3% R/ E RS % Skl

L1 FHIESE SRS 5 (T

=30 -
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K G R LB SR [ 5 2 2% i dEAT R, e ke S L 9 A A 2% i i 4
PO AR (1 e b8 DUHC S, R R 0 B P9 B K e SRR P 528 i, i s
VERI G R DB S, B85 AR S XA i 5 0] B A 46 SR A AR AL B, 8B X
5k Coverlap) N7ENT B A AR 5 X IHIKT 90% LA F-5 BOR A Al PR 235 Stk A7 k6,
CAM-P1 Rifs 13 Stk AR PN, CAM-P2 kG H 18 S e tafk =4KFH1E, CAM-P3 ¥
Kith 21 S 9 OAR =R PHTE, CAM-P4~PT Rifs th I et AR JE RS AN HME, CAM-P8~P9 [
K 15 53 ih ql 1.2-q13 X IR EL K
1.2 BIME S 2% A 3 CR )

SR Gt A DA S ke D [ 5K 5 2 i EAT RN - X7 A S R A B 1 258y (O
MR R AR R R . Y AT R I B 5 AR AR Y (R IE R AD) AT A
B SR AL 1 22 Sk il CAM-N1~N4 B 135, 18 5. 21 54 fafk=
PRIHTE . VRGO BAEARB 1, H15 e tifhk q11.2-q13 Xk Be sk FAAE .

1.3 far PR

a) KGR TS DA il [E 5 2 2% W gEAT R, R e S R 9 TR R P B
ZEEAE (30% ) PRES 0, AT HARTE I S AR B L0 S BCR ik & 1 2
F AT, CAM-131821-30%M Ak th 13 5. 185, 215 J+tafk ={kFHPE, CAM-
XXX-30%+ CAM-X0-30%. CAM-XYY-30%-. CAM-XXY-30% N 4= 346 H 1 Gt e i
A, CAM-AS-30%. CAM-PWS-30%W 4 #1555 Jetafh q11.2-q13 XI5k .

b) SR G A b8 DUBCR S ) 58 5 55 i AT A, ) S R i ] P 4 il
WRBAMES 2% SRR AN TR S A AR A I IR, 2k HE PRy R e (AR DO e BCR
FEAAG IR 225 A6 FE 2 L1 (Sngidfi&E) . L2 (10ngfis &) L3 (15agitdfh &)
BEATREI, Forp CAM-13-11. CAM-18-L1. CAM-21-L1. CAM-XXX-L1{ CAM-X0-L1.
CAM-XYY-LI. CAM-XXY-L1. CAM-AS-L1. CAM-PWS-LI a4 HHERG H; CAM-13-
L2~L3 B 13 S8k =R ; CAM-18-L2~L3 Nk Hy 18 S detafk ={kBHPE; CAM-
21-L2~L3 MifGi it 21 5 Je i fk = 4Rk BHE; CAM-XXX-L2~L3 . CAM-X0-L2~L3. CAM-
XYY-L2~L3\ CAM-XXY-L2~L3 Rifs tH PG AR AERE A R B CAM-AS-L2~L3. CAM-
PWS-L2~L3 it 15 S 4tk q11.2-q13 XIHk 2K .

14 EE

KAV BA 2% i CAM-P1. CAM-P5. CAM-P8 43 347 3 R EE MG, CAM-
Pl N AR 13 Sk ZHEBHPE, CAM-PS B4 ks v Qe P % 4R M, CAM-
P8 BIAXHRAL HY 15 5 YL ifhk q11.2-q13 Xk ok o
2. BRAGHR PR

AR HE 10 ng DNAGESh A1 55 SR A 30% 1 4B 4 BH 4 A% e A1 R il 2K BRI A% S
3. TR

=31 -



SEAFE AT AT BEAEAE I R I T H 5 H i =B R 203

L RS K A I R BE I = e LR A sy, R R GRS 45
R KPR R RN E<0. 1mg/mL  H il =FE<Smg/dL B Xf A7) Sk i 45 5
M 5

SEIKFEA AT BEAEAE BN T DU 5 D BRI 240 B R0 3 B AR A4 R & (1 EDTA
Ay o

Xof BRI B P L ZE A0 S AR EDTA 3R 7p 388 ) = 7K 8 21 48 B v 2
EDTA BT AL/ 45 R Bos KA S NI 5% M LA . EDTA-K;
<Bmg/mbL W ARG SR IS RICFEN X TEEMAN b i A gu, PO A ER L
PERBERIZH DNA, 5T JL DNA FIRIIE S s R S AR I T4, oS85
PERG JLE G (O R A B R A M 25 SR 0 s B4 SR e, e A= S vE s B
.
4. HHAD AR A 7k K2 DB R HI3E R B F

S H BEARBHPEREAR T13. T18< T21. PEREARIEEEAT R (RFH: XXY. XXX, X0,
XYY) . BLRGSE 15 SHetifk q11.2-q13 KB RFEARGEATHRFT, BRI A RIBE T, Rk
AN [ A8 S S R PR A A TR ARG 0 225 SR P A8 U9

il ARG A IS AR T2 T3, T4y TS, T6+ TZT8. T9. T10. TI1. TI2.
T14.<Ti5+ T16. T17. T20. T22. 1p36.33-p36.22 G’k 4p16.3-p15.2 7K. 4q31.3-q35 Bk
2oy 5p15.33-p13.3 6k, 7q11.23 BRAG. 8p23.3-p21.3 FE . 11923.3-q25 #2k. 17p12-pl1.2
BROEL 22q11.21 SURFEARBEATHITT, JORA I ENIRBAIESS R, RRIE XA
SR BRI

P = AN SALEAS [ S8 24 =t 7] G RN TR0 00 3 ASORT P ARE A < I 7 B P A i
S P RE S EAT RTINS IR B 2R 100%, BHPERT A3 100%. 22 BH AR I 77 S0 25 7 R
it
6. I PRI

AP AE IR ARRIE WA —JL 58k 1519 B, SE b= g T X bt oe, BRMERE & %
99.53% (95%CI: 98.30%, 99.87%) , FVERFE R 99.82% (95%ClL: 99.34%, 99:95%) ¢
YA HTXT b, BAPERF S % 99. 76% (95%CI: 98.67%, 99.96%) , BAMEFFA99. 91%
(85%CI: 99.48%, 99.98%) .
LERE]
L JTAEA I A0 15 1740 B s A U 400, iNIRERF S InREEY 15105 L0 = EKAY

ETrERBEW LIRS ARBIEER, A iSRRERK TR,

=39 .



2. SER=ECEAIS BRI I (B LR I PR S DR 3 S A 06 S 06 = B ) AL (il
PREE R G A 96 S 6 3 8 P AR U 1EAT s BRI R B 7™ 6 73 X3R4T PCRUS
RAR R FIECHI X, ARAKCERIX S, & XA A e AEM AN AR AR RIS % H

3. FEARMEREE. AR, BRI B EMEE . WAL EY) 24—
PR = AT, I T AW et A e A AR [ A R TR (A
KD+ P SE BRI A REARSE RIEAT TO AL B I T 5T

4. AuUGHEA ST FNIE DNA, ANEAEGE, (BRSO & i F AR A e s
(1R FE DN AFAETEAE B LE W 22 A UKy, 2005 <O U AR S 06 36 A ) 22 4 B 2% 1))
IR B Z 1) 22 A i 4 L i EAT AT s R AR AR MR ST IR 2T BRI
AL .

5. ARSHRFRE 2R, B A BN AR & .

6. AT AIMZ T

(2530 ]

(1] Kb e J T, ] &M 061 DNAHEINEX A A F0obmic 05 25 if ) LA e A 3 o 1 L HT D). v
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