IS, 0SZ2200277

U R R R B IR

x5

FERRPR AR REKRIEREERINE BEREENRTE
(BRERSBEREMNFD

FEmEEEN: BZE

BIF A &R EXEMRE (D) BRAAE

EXRZGREBEER

= 77 SR AR B I AR O



B X

B A B 3
e B A R 3
L HE AE T i e 3
S AR 3
R B AR e 4
— o FERBER 4
I RATHE A . o 7
= BRI 12
P, P B s U I o e 14
e b 1= | N S S 16



EAFER

—. RIFAZR

e XAMBE (RRX) ARAE

Z. BIEAEER

X TR H EATT L KB #RE 666 5 R IXEX AN
Pk F R E B C. D XBF A # B2 Ak

=, ErFEnit

RN RMFTBAFLREH AE 666 5RRXEXEY
PRk F T E By C D KA A BLAR A, Bl AR —#%



BARH R
—. FEmihik
(—) = o £ BH B ARE
FE O E B R LT &

-3 BA ETE4L

KE

@&

i
>

TR ZHH | At ZAFEEEF I

290uL/% x 3%

$TWR G 4 B DNA Jr BeqtBg. DNA & 1

100pL/% x 3 4

HHEZNH R AN AR F AT bt

1280uL/% x 3 %&

i B B 80uL/% x 3 &
. A, ZRFREAXFTR.
PCR X i 960uL/% x 3 &
PCR
PCR 5|4 ERBAGER 80pL/ % x 3 %

T21 FeE 25 ] 41 DNA
(10 + 1ng/pL)

FH P 2t B 1

10pL/ 4 x 3 4

B Tq11. 23 Sk LR EATE

=]

P 3£ 41 DNA (10 + 1ng/pl)

W % B 2 (Williams—Beuren 4 &4EF ) [H

10pL/ 4 x 3 4

[ P A B [l P4 2 | 45 DNA (10 + 1ng/pL)

10pL/ 4% x 3 4

FrAHE 3k 1-96 ERRAZER 18uL/ 3L x 96 3L

kTR 20 K w3k 5500uL/% x 2 %

%A iR 2% e i Tris—HCl 2% . EDTA 6000pL/% x 14
/\%%K & 3000pL/ & x 1 &

AN E SR AR R

(=) }iv?nﬁv%)ﬂ ey
AR A & TR A B2 4 2 KA R B 13,

A)

AN



21.X 0 Y Fe AR IE B AR K R AR 4p16. 3. B4R 22q11. 2,
Fefafk Sp15.2-5p. Fefafk 7q11.23. L ik 15q11-q13 X 5
B 5% 2K L

AFFafmEeglnsid. i 2tk
JLEER 7 LIRS 13, 18, 21, X\ Y SR BRI B 7%
WA R RERT Bk Fd, URHEMEAMRES
AL 243, AT R )L 13- ARG A4E. 18-S AR AAE. 21~
ZHRGEAE. RNGEEIE. UREEE. BUEAIE. Bk
4 &AL Wolf-Hirschhorn 48 A&4E. DiGeorge % A4E. Cri du
Chat #EA4E. Williams—-Beuren #4&4E. Angelman %% 44F
/Prader-Willi & &4E &y 7 1 4 By 4 W .

TERTARERFE IR LA RET RE ™ 25
BERERLENZIAAREREHR2E, FEHATEEFH
fEAE KB R . ERHTZRNTARNE, LAREEZ
AmikE K (s LA ERERIL) 4 2E R K EHATH
K BN PR R SR AR B A . A AR T B TR R A A JR T A R A B
CF= R W BORE B A EY A KA. E#ATZ AR A,
oG BAR T W R EBRIE, TIIZE AR B N,
R An B A B R, FFaFMH il R g4,

ARRH G 2 R NE RS, A RLAEA 7 7T BT
R, EREANESZAE SN, BERESTRUER

HTFEHW. WEERTAEREMEERRTE, HER
Ny



BB AL 2 Bl IR AT 45 6 U
AR & 0 AR B R TR AT R W TR A T LA
PO R. BUE WIER R RS REARE L EAT AR, W
T A B B U R 22 R0 BT Tk I B A B BE U
ARA AT eI AR R B, LA R KA

B, 450 AR 2 A ) 4 R A VA
F 1 WA AN B LR AE BT KR g Bk XA
Pk B
FREA RRTE B
] Bk 5
N 13 8 2 AR /
e ‘
\ 18 5 Jeib R 4E B fF R /
Bk \ \
21 B Y pk 4 BT AR /
X0 /
b e AR dE | XXX /
BATAR XXY /
XYY /
Juta 4K 4pl6. 3 Sk 22 A54F (Wolf-Hirschhorn 42 A4E ) | 4p16.3
guta 4K 22q11. 2 $hk 22 64E (DiGeorge Z44E) 22q11.2
SRR B |
‘ Cri du Chat ZZA&4E 5pl15.2-5p
ok AR | |
Jua AR Tqll. 23 2k 22 S4E(Williams—-Beuren 4844 ) | 7q11. 23
Angelman % A4E/Prader-Willi 4 &4E 15q11=q13

(=) Ffv@%ﬂ’%
96 N/ &
(W) Rl ke




AT &R B G 2 RENF ik, WL DNA #
TS E . #kdE. PR ¥R ENNF, REHEARD
M7 B8 . R Jo 8 AR AR B R A DL 4O e U 4 < 7k
T BN BARARYE M RAT 5 7 AT AT, FFRES
FRE AR AR G O xR e LS fo s 2R 2SR B A B4
WARIE, 5E¥AFAREORES IHE LRI L7 K,
BARYE 2 o7 Do L B2 B K A € dF B g fn i Bk
KB

= IEREIT L

(—) ZZ2RMH

1 £ 2 Rk ey

A" E RO E: PCR 5l 4. AR 44 k. PCR RN
A . DNA | BefhBE. rTaq R &M, DNA R ABE 1. 308, #
PR [EPEATEE 1 (T21 PP AR 4L DNA) PR M xd B o 20 (B
AR 7q11.23 Sk 2 A4F (Williams—Beuren Z2-A4F ) FH M
FE [EI 20 DNA) A [F e % B8 o

FEFEMEH NG, Bl A sk A H R A BEATR
WEEFXE WA KAE Ak, BT ERE, FiF Al
W R ERMAR AN, FedE T AEEEAHRERS
EIFER I B

2. Al 53 i o g BR i B R TR L

SV HFEBAFEEESE . ESER. EEAESH
N7 __



o AR T IR S &, FEMESE & 20 4% 0 3 1% 77 & ] A i By
Fra e kA, s ARSI R A4 DNA k. [AESH &
10 AN, BHZ AT &AW 55 B P 2L 5 I B AR 4 e 2% 2 22 4
WAL DNA . BEEMSE R 4N, EXREERER
AR 20 P R AL DNA SRk . IR SE & 24 A, 44
AR L A AR S B LA RS H R, 8 392" o o
AR 7 R AL

(=) &£ F LEABBRAEAE

HIE AR B R PR R A R EFE: AR E KA.
T E B N E « ANTP A N B« 4THIE- & R RL B a]. 4T B
BGERMNIBE  EEBIIAE. FEELINE. EERN
e I6] « 2% 2 KR R 2 . PCROR L AR Am N & . PCR 5| 47l & . PCR
EOKIBE . PCRIGENHL. fukmisk il 8. DNAE AN B, BIEE
WRE, RAHE T RENRNKRE.

HiE AR KA & P RXA KA EE AT LW
RER, B TRENEFTTL,

(=) S M RAE

AP AT RV R N AL HE R R L R TR
AT TR BRI AR

L EHEHR

(1A 3 sk i A7 & B A & R AL b xR e 2

i AESF R EEUSF BRI RESE &R #4T
Ng



B, BMERE FHESE BAFEE. WESH BIEEE,
AR EEMSHE BFEEH A 100%,

(2) 5 K= 870 W7 247 & CMA 42 I 45 R oy LR

H AR R RA & & R a R R R E AR, T
& B KN A R[5 A ) B e AR B Bk R R AR AT
M, SHEBRPMER (£47E) M ERILEK, BEAS
A 100%, PP A 100%, ) &4 4% A 100%, Kappa
ZHH 1000, 5K E Akl 24 Al th BLA R AT — B

2. W B R

WS EA R HiR AT AEERNA R WA LE R
BRES TERA A BRAEXT AN, BREME. R
FEPEAEAREA I — K, EE 20 K; W4 S A EFE S
FEHEF AR, BERRA 1 ok 5k 5 & B 5 0
s RFHPEAEREAS N — K, FE 20 Ry BRETHEER
100%, FUAASFHLKR/HbiE. B A/EE. FRHE, FH
1 3 2 8] G o R B R

3. 4 i IR

o IR 5 o, IR AR BT & I ALAL B x¢ DNA A2 469k
. e B aREA R BN AT BHATIEN, AT
5 IR LA o A ] & B P B R AR TN, SRR 95 e
MR, B T ARA &M 13018, 21, X (%

M) FERERERGRMEARNRY “EEH DNA KE
9



1. Sng/uL (FH AL FE 4 DNA TN & A 30ng ) AT 20%4k &
B2, el XXY. XYY Fo 5 Ak Qe 4R f Bk & L 7 0 R (AR U
PR A« DNA W Z 1. Sng/pL (SR KR 4L DNA LN E A
30ng ) AKFHy 0%k e 7. HFEEMNIER _ EFRIE “F
WAk R Booe Bl T RS B e PR AEAS, 344D AR R oy
7 T
4. AT KRS T 5
WO AR R R TR B DA B R R R AR
(T7.T15. 1q21. 1del. 2p23. 1del. 2p22. 3dup. 2q36. 3dup.
5pl15.2del . 6q23.3dup . 13q32.1del . 13q31.1dup .
15q11. 2dup . ~17q11.2dup . 17pl2del . 18ql2.ldel .
18p11.21dup. 21q22.12del, 21q22. 3dup. 22ql1.21del .
Xq27. 3del. Xp22. 31dup. Yqll1.223del. Yqll.223dup) 4T
P, A HE A SE B o R AR R AR Bk
EREAEA, e BN e e R Bk BT R Ry R
AR, Fo RN E W R e oy R R Bk
Ko BEMR, HREBENTGENERE, FTREEAT &
Y AT P
5. TP R
(1) AR AR & 3t B AN T A [ 4 N IR A 4 IR T
IR FATIEN, ERET: FAERTEH KRR
B <2 mg/mL. ILEFFE < 0.2 mg/mL. A4 K E <4 mg/mL.
10 —



H il Z B <60 mg/L. JRERWE 0.2 mg/mL. M4TE G
R <10 mg/nl B, AR BGMERT D,

(2) BRI 77 5 5

{3 A= 3t B BAR 20 35 AR AR AT AN, 4
BB BRI TT Bk T < 30%E, AT AR 4 R B
|

6. A2 B SRR & M #E A 5

HIE A K I R AR AT LR T F B E B4R BUR
AR R, FAREG AR RWAEEEFRER, #E
7 B AL TR R B A AR M 5 K

(v9) PRI BTERRR,

BAE AR R B R b I 45 B 299 6l i BRAE A, It E 4
BALE G2 T HESE KE, HRA 199 6k KAFARF0
30 f A RAF ARHAT T M54 KA B0, s 270 2 [H 0 5
X e 4o

(1) 13, 18, 21. X (&M) FoARELGEREESE
X jd: CR<0.95 8, CR>1.05. CR<O0.95 H| K &t pl Je otk
BAKTA M A, 0. 7<CR<0.95 |/ FHAEHS; CR>1.05 2|
AR BB AR =R, Hd, 1,05 <CR<L. 30 R F &
4

(20 XXY. XYY fHES#F K E: CR>1.20; He#, 1.20<

CR<1. 60 £ R~ GFEH A
— 11 —



(3) 5 MERh B REMESEXE: CRSO.85; H
1, 0. 70<CR< 0. 85 & T HTEH &

(&) RREHWAR

R A AT R E L TR E M. KRR E
e Aand AR R A BAE AR R H#AT TP, #E T EBA
AT A" b B AR BT SR AT B

SERPREMH R RAZHEA EWHF T-18CUT fu
2C~8CHMET, AT AR R, dHEEMESE LTS
K, AESERGEEE, KERMNRIEEESL BT L
HTHR, BERTFREEE 1 EF-BCUTRE. B%&
2E T 2C~8CHR7F, ARHHH124H.

A I BT iR A TR A 3 AN AT A 2ol
Bk E 1 RE S KT AR, B&& 1+ -18CU T
W, BEK&2T 2C~8Cazh, Wik T K.

MR EMN: HATE 2C~8CHEY T 24 /Not, &
“1I8CUT % 3 F, RAGBKENFET 5 K, Rz
WM 24 NE, WET 2C~8Cazky; iz 24
NEF, RET-18CLLT 2%, At A8 7T X

=. I&ERIFGER

RKEREHTIRFEFRMBEAT R ER, THTHEL
JLEER. K mashreEii. WERS 88 KA RER.

JmNT AL )LE BT PO BRI R RS R R,
12

0



KRB E IS WA 25 5 R e B AT R R %
Bl AT (CMA) AT L BB 58, #ROAART™ i Il IR PERE . FEAK
KRB H F KA,

5B A, e R B AN R ] 1358 47, A
135 R EAR AR R 194,18 5 R ek = 4K 63 {4
21 5 R ERZAR 840, MR BB 99 #]. HERER
A RTBIEZ AN A (45,X0) #mal 22 4] LK
A AT e (45, X0) s A&am B 16, (47, XXY )R A 37 4,

(47,XXX) 56| 22 @], (47, XYY) F) 19 ). R IR ihD Wi
RARN 13 5. 185 F1 21 5 F @R Z (R Iy R s 2 2
4 100%. 8 Bk S Wi R A (45, X0 ) DL K2 (45, X0)
AR B REUE 91, 3%, AERFE 100%; ARl (47, XXY)
REE 100%, B2 100% N (47,XXX) ZEE 100%,
B R 100%; A (47,XYY) R 100%, 4FFE 100%.
Hp AR 24, 16 A %A A A H R E R aIR,
RSN BT RA KR FE; 1 AR A (45, X0),
RIEI D WA BN Y R B, ABREFNEE
A, ST VT R R A ke

5 e KT AT (CMA) XTI R 3 2 N A %
WAl 1361 ], H gtk 4ple. 3 &k EAEAME (Wolf-
Hirschhorn 244 ) 11 ], ZB{K 22q11.2 $:kEE4E

(DiGeorge 2 44E) 42 4], Cri du Chat Z244F 11 48], %
13



4K Tq11. 23 Hh %k 42 54FE(Williams=Beuren 48 A4F )11 4,
Angelman % &4F /Prader-Willi & &4 74]. WG R RBEH
K 100%, HREH A 100%,

S8 PR, 207 d e RO B Rk X T e B I R M R AT
JAmH R, EKRREERERFE RN EXR. %550
T HA % 4,4 Angelman 48 A&-4F /Prader-Willi 424-4F.
Williams—Beuren 4% &AE%H B W, % WM A I F I
i B KB, R T e BT 2 E T W & 4
RN B9 K ERKEIEAFEZS & LW R — 8 TR
TIE: EHIEAT LT EREE KN KE, FR" &6
MER GG KO &R #ATHN, XU LHMELR, &
L2 DU E R 10 Gl MA], TN A RilE R . 1K
FORFRL B s JRAAR 223, T 7% i E S0 i B4R &K

M. ~=RZHMEFE

R I ARG B R, £ N, EH A
AFE B, AR R WA R AT X e, (B4 RIE A
WA, ERTRFERFRNCHAE, EAESRHAH F#
ZNVSINERSS

TERTHAFERRE ZIR LA REL BREF &5
BERERILENRXIAAERENEE, TERATFEFR
fEAER BRI S . E#TZRNWARNE, LAEEZ

WEE i R (tefs )L EmEFI) 2K KE#HITH
— 14 —

H



KU FE R AT K. A8 R AR I B TT RN AT B R T A B R A Y
=AW oORE B k) AR AUE . TE#AT 2 MR,
S6 R AR Fe 0 e i BAE TR UL A IZ SO AR T A
P AR BOR By IR, 28 AR K B9 J 1B (R &4

ARA| AR EERABNE RS, A RLAE A P 7T By
TR, WREENZEREST. BFRESRINER
#HATE A WEERTRERIMREARY, HEX
BB A DL 2 Bl R FEAT 4R 6 HU T

A & AR U T B R 7 A 7 AT BT 9 R 6y B T LAY
B R. TUE WIE R RS R EA R LAEAT AR, W
1H A U 6y B U RIS 22 37 RS BT Tk I B R R BR B

A B AT e A A A R BK, B AR R B1K
B, 2% AR B A R B o A

P2l Y R BT A% R e 7 vk B Ry TR R
B E R EI

N



SETMTELR

P o B R LR RSN BT IR A, IR AR I A
BRPERFELITER, KE (BT EREEEELH)
(B4 B4 % 680 5) (RN WTRA EM G & FE HAIED
(XTI EBEEERLYE 485) FHXENBERENE T
ENE, ZRETNE, BUOETIEM. %7 R T A %A
4 Angelman 4 & /Prader-Willi 4 A4F Williams-Beuren
LEEAEHH BY YW, R AMORR N FINF R B Kk, %
BB R TE N e BT SR E E S RN ftE K E
Ko HIERAT LT ERE RN FEHE, KA"ROMER
5E R W Ew#H ATt L LR ERLR, MM E
DR 10 Gl R L TR A SRR AR . AE K TR
B s AT, T & IE S0 B3R

2024 £ 2 A 8 ©

MeE: =P

16 —



Guta kR AR AR i BsR R R U T &
(BREHREHEREWFE)
VLR

[7=fa#]

G PR EBE AR Bk SR A B (A PR e SR A7 20
[ a3 ]

96 Nt/ &
[HHA=R]

A T RSN E VEAS I 22 0 2E AR FEA ) 130 180 21, X A1 Y Jethfk
AR S Gtk 4p16.3. Yetaik 22911.2. Yeftfk 5p15.2-5p. Yefb ik 7911.23.
Yeti Ak 15q11-q13 XI5 [k 2R 15 0L -

FEL 7= 7 7 e SRR 20 i 200 AR R A R BIUG ) LS ) S EL RS AT
££ 13, 18, 21, X\ Y SR B e BUFEEAR O G (o fk Fr BB R 1) 2280, LA
JF Al B R R R EIRIE 2280, AT )L A3-=AR SR G AE . 18-=ARLR G 1E. 21-
SARLEEAE RN GRS AE L 50 IREE A AIE BSR4 L EZE & 1iE , Wolf-Hirschhorn
Z5-BHiE . DiGeorge A 1iE « Cridu Chat 54 4iF « Williams-Beuren £545-1iF « Angelman
ZE-AE/Prader-Willi ZE& TR =R B2 7 .

ANid T G A S i SRR S B REAT AN R 47 s BOHE A R A R LA R R
LU 58 1 208, AN T AR B 2R AR O PR 30 S 52 o 6 EATIZAR W F R A,
WS, DALEE ARG AT G Ctia )L A 5 00D X 200 J 5% Ja 1347 A 5%
(17 BB AL 1 o AR SRS () TR R LA & J P AR R AT I P B2 W e AR 3
) BRI E . TERHATIZAIAT, BAUS 206 2 FANE IR, 0%
AR AZS . B AE AR R BRI, 2B AN 1S F & 15

AR @A S5 RALPLIGIK S, A RAER ™ B2 W ME— R4, IR EEAE
JSLEE A AR T AT < R PR R S A 5 SR AT R A T o B 4 BN R HE R L A
R, A R RS & I REEAT 25 5 I

ARG AR DN T3 RLAEA 7 B 2 W 58 S5 1 BT ALRG R o T5TH H I (1 22
SRZ IR A DG 1 TLAAT P ARAE o H T RGN 1 2 1 7 A 280 7= i 2 W L B )1

— 17 —



BRI BRI
AT GRS AFEA BOAS HHRBA, SFFA IR G AT, 2R A &

i &5 S ) AR T
R 1 SRS ) e AR A FE AT AR Bk AR 2T
Yu
AR et B ng% BLERR
13 B Yo e B Ak /
F SR - 7
%ﬁﬂdﬁ 18 ﬁﬁéﬁxjk%&{nﬁx
21 Byt IR IR (4 !
X0 /
M 3 a4 | XXX /
FEALAR XXY /
XYY /
Yeta ik 4pl6.3 Bk Al (Wolf-Hirschhorn x4 fF) | 4P16.3
Jetfk 229112 SR ZEGIE (DiGeorge 253 4E) 22q11.2
et ik i B[ L A 5p15.2-5p
A Cri du Chat Z£ &1k
Ytk 7q11.23 Bk 24 F (Williams-Beuren 22404 | 191123
Angelman Z& 1 /Prader-Willi 44 1iF 15g11-q13

et RPi 2 F G AR 0 A 1 5 T BRI, R AR BRI
BERLIERE S, TR EE R RRITE . RS, K EIRS. WHIiR,
R S8 2 T BUE SRR TR ) LY BRSO B IR R B
FEFHIIG LI BT, K2 7% Jetafhom i ghielta.  H AT W Gt fd E B 4%
PRRIPE DAL 134 164 18, 21,022, X Y YefafhlE R iRl-5 Bk 47
AL ST R AR EE DB AT, 456 SR RIS 5, ATABhIE IR
ARG LIRS U A% 2 A

Bt G AR SR B A AR RN 4% D1HSOC3E S Aar U R 77 v - B AR G AR AL 43 A S R
JF A7 2% 22 £ A (Fluorescence In Situ Hybridization, FISH) . 4 (AR F5 5114 #r
(Chromosomal Microarray Analysis, CMA). =il &l 4 AR 2
(KK RE]

ARAFNGE R A R e AP, did Xt DNA AT IME S . ek
BEHE. PCR 414 & ALY, IRAFFEAS AU 7 2085 o R G i f B AR AT 5 I

18



H0A e Ao I A o R AT R0 P B ARl A= M G vt S TR AT Bl o i IR %
GRS TR T 0 NP5 DL A 4 B DR ALY Y ROA 36 e V1M, OB R AEAR
ARAF IR I8 G T PO AR 57t X3, PR AR 2 S X3 ) oz B A5 AT A g A

BAGIRAF BUR AL 5

[EEHB A ]
2 FEAMES
B R FEHAH KR
FTWHE R Znh R LB, =R H 200pL/E B &
FI Wz H il DNA F BLEf. DNA R4&H | 100/ >R &
RGN SN, =5 PR 1280 L/ >3 &
U AL RN BOLL/E >3 &
fyskgr 1 | PCRMIE A SRS e PCR g 960pL/ >3
PCR 5|4 FERMEZ TR BOL/E >3 &

BH A0 i 1

T21 BHPEFEXZH DNA(10+ng/ i)

10pL/E B

BRI X i 2

Jetifk 70911.23 SRASZEAAE (Williams-Beuren
ZEEAE) PHMESE R4 DNA(10+ng/pL)

10U/ >3 &

A0 R

[ 1 L[5 2 DNA(102ng/pL)

10/ >R 45

PRAEHEk 1-96 FRBAAZER 18/ 91 >96 1L

T2k KRG ER 5500l 1> &

e 2 Ve i Tris-HCI 221« EDTA 6000pL/ & <1 &
7T HK K 3000/ <L &

R AFRARAE D AR

LI B 7% (B R IR ) B R R AR

B BOPL (A BB ERE O BERTR AR . 148, PCRIYL.
Quibit 7' 78 AL B A A Bl ARk 2 i [R5 T e A S .

MEL: TTAKCEE (el Moy 12K (JoDNasedfitt ). 964LPCR e MR Bl
PCRE L& B0 - Qubit dsDNA HS Assay kit( Thermo Fisher Scientific A & 45 7%)
gk, Exkubit dSDNA HS Assay Kit. (ExCell Bioa &) 4E77) . #ZERIEEGRTF] (BEJ7 2%
RIS RO 5201502505 ) 5 s M AR & (B A HRETH il
BAMFE) CGEANLE: BGISEQ-500) (EEJ7astl & RIEILH S SRIUM &

19




201601935 ). M7 s Ml R & (BCAEREH i E R SR G ALY
MGISEQ-2000) (P&JT detiiss RS 5 T8 #%201900395, s A&
FHEA PR 2 A Gt AR R $5 DU S P4 (KY-100K-1. KY=100K-
2) (BEJTEMEMHESR S Do

[T BB %]

AREELE T-18CLL M7, W&2E T2 C~8CHReE, A 124
Ha AEF=HW KRB W% PGS GRA73 Al ol et
-18°CLA Mgk, AR E2T 2°C~8Cigk, g7 R; WRSLRRBSKI A
ORI, e SRS B S S R
LEREE]

FERMF A (BGISEQ-500). &I FF4X (MGISEQ-2000)

[FEAEXK]
1. FEARE:

HARRA AR IRIG AR AR MR AR AT o REZ D 3mL FKEEAR, FHAEH
15mL K a2 08 R 12em, BL4% 1.8cm) fRAF. AFIEFEARRT, "R FEA
B T 2C~8CRIG A, KR NIE T-18°CLL T ilif7 .

2. FERLRAF:

SEIKFEARTIAE2°C ~8°C i H i /7 24/ N, {E-18°C LATRAB1E34E, R E Mk
KNI 5K 6
3. MEAIEH:

BEA B AN 24/ N0}, T B F2°C~8°Ciafin; A BRI 24/, N E
T-18CLA T ik, b [ RLAIE TR,

A WA ARTE SRR NI . 185 R o 25 A AL T SR i FE Y I
AREGEREBAE Y, BERSE. B, DA SRR, HFan, REARTS .

4. FEARZ Ak

FITAT FEAR SR AT T A R B, SRR N 4 [ S Dt AT
QLIRS |
—, RS

KR & LR AT S R AUE R 8 0 5 B T UK L&A LT bis

20 —



ST EAE AL FH A 75 FH RS AR AT 78 /IR A B3 S L HAt R B T ok _ERbtk, IR
GRA], MR A E TR B, R 58 fE R R0 R R E-18°C BL R R
7o

KB Er2rh FORE R B T S I T 4730min, {8 I RTAENEIRIR S 5% ARG
1 FH 58 S R AR G R 5 A1 2 °C ~8C AR AT s el 22 RN 43T /K B 5 vl B T =2
IR ERAF ¢

KATK IR FRoK (A% BLhl75% 8, IR .
. KRR
1. ZEF4 DNA $#E

HEF A AR R AR (RO A BRA ) A = (AR BR B B 1) (g7 254
H RIS SO #%201502505 ), 7™ 4% 4 8 5t BH 5 H 1 0 BSIEA T 2 K 3 N
ZIDNARIFZEL,  $EHUS HI50 pLBeMt 22 s AEDNA - SR )5 1 FHQubit?é ' 7 &
AR AR A AR T Cal At R S AU 3 BCEARTTD HEAT @ A, DNA
KT T5Ng. B R A, FTHT T SO & AR A, R E R AT
PEEL

PEEU FE R 4L DNAE R AT E2° C~8 CE (73K, (E-18CLL M6 1M H, K
S URREAE I 6K -
2. CPEM%

XA BRI FE R L DNAGEE AT B B2 . #5 30E#E . PCRY MY 14T SC A1)
o
2.1 TR
2.1.1 43 B 50ng (ZEsk DNA JINE>30ng, FEA & 76 /£ I 18 F 50ng DNA)
FE[H 2] DNA BEAS . [ 508 B8 DB BE 6 L 2558 PCR & HE, F 4 2K AR
F20pl, JERIRY B LIRSS R B
Ve FEKIZH DNA FEAS. [0 HE il DA S BECPE T Bt B BRORE AR R (uL) = 50 ng /
DNA I (ng/ul). Herbr, B BHEXSHGE DNA I 3279 10 ng/pLs
2.1.2 MRAEZ 3 10 LA £E T B8 00 vl I 1A 0 T 75 e 1 T 48 2 I B 4590

%3 ATWHE S RPER AW
BAN B IR — AR E
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FIWME = 22 il 7.5uL
FTWTE 2 i 2.5uL

SRR 10uL

213 B 211 PCR & 5r BN 100l T WIS SR SER AN, eI 52 b
TR A, B, BT PCR X L 37°CHEE 15min, 65CHEE 15min, A&
B ACLREF . BEEH, B PCR &, BRI B L.
2.2. Bk
2.2.1 MR 4 1oy LAGIAE B 350w G ARSI T 5 2 ) 34 S VR A T

4 R SR A

%l — RN HER
PR T MR 33uL

T 2uL

EXEN A 35uL

2.2.2 3598 2.1.3 () PCR & AN 15uL #r%5423k 1-96 (REAMFEA —AFx
BAe) UK 35l R R MR G W IR G4 bR AR A SR B0, BT
PCR X I 23°CH# & 20min, A HI%E 4°CIRFE. RMNARGEH PCR &, B
s
2.2.3 TR G =i s A A0l WEERAG B0 P, B TR IR s LS
R, =UREHE Smin, BEEAE0EE RIS 3min BIEWEE, 3 AIE G
2.2.4 [0 0% 2.2.3 B OE NN 200l 75% 2%, WRIT 5-6 WK, B -0 128
3min BERETT, I+ LG
225 HKE 224 —k, FEiRHEHE 2min, MRS LEUR S0
2.2.6 NN 25pL PEMEZZM, ek e bR E, IR E Smin, BERE
O, BT W5 3min BIEWRETE, 23 R T8 PCR & H .
2.3.PCR "1
2.3.1 M4 5 1 AP 7E BT 2500/ Hp T R T 75 52 1) PCR R SV B VAR

#5 PCR MIEA
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%l —A R B R
PCR X MR 25uL
PCR 5|#1 2uL
SRR 27ul

2.3.2 2508 2.2.6 ) PCR B 27l PCR [ NIR AW, ek 28 7870
BE, BERTEL, 817K 6 B PCR RMNFEF:
#*#6 PCR RMNIET

BE I [A] TR H
95C 3min 1
98°C 15s

56°C 15s 7
72°C 30s

72°C 5min 1
4C (7S5 1

2.3.3 M AEFRGEUH PCR &, BER S0y, BT N — =itk F5ANRE Lt

T R—=D8E, WPEFEARHE 4CHE 4, -20CK IR

2.3.4 % PCR ¥ 5 (0= PN N 3000 2545 25 REBRIES O, e IR 4 1

FEOMRA, IR EE Smin, BEEEC, B TREI4E 3min EIFER, W LG

TR RSO

EE: PR 234 RM LG, Bk,

2.3.5 [A2DUR 2.3.4 MBSO HIMN 250 fi¥k, TEmikGas LasiRs, SR

B omin, BEEEC, BTHLIEE 3min ERWOETE, Ea LG R

2.3.6 [1)25 0% 2.3.5 B0V NN 200l 75% 2%, 4T 10 ¢k, B THi 7122 3min

EIRWETE, I BB

23.7 EREPH 236 — Ik, FiEM T 40°CEIBS EMERET LG, MHESI%E E

HUR B0

2.3.8 NN 25pL P, B TlemiRG & R R G, EIREE Smin, B

BRSOy, B THE 2R 3min B, B 23l FIE T8 PCR & H

2.3.9 ffH Qubit % Y7E B EE AR R EBGR (B [R5 2R AU - BCE
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R XPPR 2.3.8 FrAF 1) PCR 971 [ B 1= 40 B SCEE ) BEATIR BEMIE - A
SCEERFE=2ng/uL NG M bRt B R SCEE G asbnite, WISCEEHE, FIET T
WP IR s 5 AN R SR A AS AR e, MR RN, 75 F B .
3. WM

HERR A AR AR (R8O A BR A R A= [ R S Sie FH k7 & (B
HRE R GMTFE) 2 (7 3l R TIEg 5SRO+ 201601935 ) 5
W S M A (A RET 8 R AP 7 (BT 2% AT UES 5 -
FRDU 5201900395 ) BEAT IR SN, A& 4% R i B P R A
4. AR HT

i G AR AR RE A AR RO 4% DLEOR A I A F (KY-100K-1. KY-100K-2) (&
SYEMEMESR S . D HEATEIE AT, A A R U A
[ R AT E ]

Gt fA R 5 AR Bt k8 S5 R A (Copy Ratio, CR) II%U{E 5
BEATBHPEAIT, - CR ok th g b8 DU — 1.

(1) 13, 18,21, X (L) JetfkpRtEiRIPES % X A]: CR<0.95 5§
CR>1.05

CR<0.95 FI 58 5t B Je iRk Bk BRI HH, 0.7<CR<0.95 #&/RAFAE A s

CR>1.05 A5 Axt B g AR = AR P Hob, 1.05<CR<1.30 &R A 1EHK s

(2) XXY+ XYY [HHES#[XE]: CR>1.205 HAr, 1.20<CR<1.60 $E/R1F1E

S

e
(3) 5 Mg thih Jy Bk P S % X [A]: CR<0.85; M1, 0.70<CR<0.85 &
INFAERR
P99 VC BRI 40 R ffras «
oRIIE DL FC R ]
gethfik 4p16.3 Gk 2K LR Ak
(Wolf-Hirschhorn 54 1iF)
Jefifh 229112 BOREEAAE | B R X B E > A & TBXL 3 [Al (chr22:19744226-
(DiGeorge £ A 1iE) 19754855) 1113 73 4y [X 54 5 U] [X 45K

e X B 5 chrd:331568-2010962 [X I, # & 5 >70%

Bk X B AL & 52 % CTNND2 [ (chr5:10971952-
11904110 ) =52%% TERT &£ [A (chr5:1253287-1295162 ),

Cri du Chat Z5-5-1iF
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H CNV>560 kb

etk 7911.23 BRRLEEAE

\ B X B S 5E 8 ELN &[] (chr7:73442427-73484236 )
(Williams-Beuren Z:44iE)

Bk X B S UBE3A FE A (chr15:25582396-25684175 )
Angelman Zg-& fiE/Prader-Willi || 25 7+ (1) 2 15 [X 56 BY ) [X 5, B( 58 % NDN %
ZREAIE ( chr15:23930554-23932450 ) 1 52 ¥ SNRPN J&
(chr15:25101698-25223729 ), H. CNV>4M

(R4 R R ]

1. REES

(1) BERS I 25 5L [ B 3 A2« 930 R St A 0 55 SR S AR At s U5 L A 1
S MR R S 1RSI S 21 AR BH T, BRI 2 A 4 Ry et
& 7q11.23 B GEAME (Williams-Beuren ZEA4E) B, 75 WA I 25 AN TE
R TR

(2)  FREAH) i B B SRk ME — LU 77 %18 (Unique Reads, UR) AMIK T 20M,
2 UR<20M I, RUIEREA L, AR, w65 FB.

(3) ME—HXT AR GC & RAITTEREN 38%~43%, X GC & &t
38%~43%I, KH GCEHERN, HE ARNRM, 7B il

(4)  BOOARFEE A — B RIS R 8 CV BN T4 T 0.1, sl R
CV>0.1 I, FHIH R RS, HE ke RN, 7 H A .

2. HRAE
N, FHtES% . 5
Rl lPLS S X ] R A 2 ZiE
13 5 YA B AR BH 1 5
13 Bk | R0 | w0 70<cr2005, Hrfrims |
EEZRRUN 13 5 Gl — AR BH %5
CR21.05 24 1.05<CR<1.30, IE/RIEEEMRE !
CR<005 | 18 Eo SR NEERUNLEE
18 Stk dE - 24 0.70<CR<0.95, I RIELERE /
LSRN CR>1.05 | 18 S AR = AR BH
7 24 1.05<CR<1.30, #E/RIEEEMRE
| 21 ‘5 YA PR RH 1
%ﬁjﬁeéﬁg# CR095 1w g q0<cre0.95, srteeeie |
a CR>1.05 | 21 S tofR =4 FH /
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24 1.05<CR<1.30, fEnIE{EikE
X0 BH
X R<0. » .
0 CR<0.95 24 0.70<CR<0.95, IE/RIE(ERRE 50 XXX IXXY
XXX CR>1.05 | "X It o IXYY PUF s h %
- 24 1.05<CR<1.30, FLRAFEMRA S A B B
XXY CR>1.20 | XY FTE: e &ﬁﬁéﬁiﬁ@z
- %I 120§CR<160, Tﬁ%mﬁﬁ /’(% ﬂ@ﬁﬁﬁ‘] CR %j“—”-
0 CR>1.20 XYY BHH:; '
- 24 1.20<CR<1.60, $ERIELEHRE
Juttfk 4p16.3 5 \ o
;Pﬁgwwf Petifk 4p16.3 BRELEAIE (WOIf-
Hi:sT;:kE\'horn 4or . | CRZ0.85 | Hirschhorn ZEEE) FHME; /
e e 4 0.70<CR<0.85, R flEis
Jufhfk 22911.2 . X .
o ;’; Ny W ok 22q102 B % G5 B T
(DiGegT; eEIQ'i'A CR<0.85 (DiGeorge ZE&1E) BHE; /
) R 24 0.70<CR<0.85, #RNFEEME
Cri du Chat 224 CR<0.85 Cri du Chat Z&&fiEFA T 5 /
fiE - 24 0.70<CR<0.85, #&RNEEME
gefs iR 7911.23 . N ,
ﬁi ggjzé ?A‘ - e {4 K 7911.23 Bk 45 A 4
( @illiijams- CR<0.85 (Williams-Beuren Z-54F) FHE; /
Beuren 22 A ik 24 0.70<CR<0.85, PERAE{EMA
p=72 =}
Angelman % & Angelman 43 &1k /Prader-Willi 24
fE  /Prader-Willi | CR<0.85 | fiEBH M, /
ZEEAE 24 0.70<CR<0.85, IE/RIE(ERRE
RS i) R PR ]

1L AW E RIS SRR IR S 2, AREME AW RME— K3 . X B
PRAZ W 2 25 5 I PR < b HE 28 2R LU R HAEARMAE L 8 S S5 DL 2R 525 S8 s

2. AuUGHEEH T RTINS Wi 20 FR AR, AE T e Ak
s

3. AKTIANIE FH T H R B R L IR OUG . St m FEE 5 i B [ 40 X 3
PERLS SR IECIE G R G E 22 AN A RN STk 22 AST 7 TANELE DN
GibL (B Aash S 0D BIAL . 0E AR IREBBIl IR Sk RRAEAN/INT 100KD
H P8 DU S AR DL ROASIN - 3845 ] e SR PR 1k AR BA 1 45

4. O FEIRFEASR AR T T REAFAE BHAA B DNA (7545, /R E i/ n] it
RHTIREER, BV IR REZORIATREACR 5

5. FEACKER. iz M AEEA 2 ARG W F R AE AT AT HE T S 1 R o 1k
R, DILAEREAREE o ORAF s /5387 DA R S0 -
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1) ZE A REARTE B IR Vg

2) isHinid TR A AR AL e T SR IR I RE AR B SR P, S B
Feo BRVE, DA asnid. P, REATS Y.
[7= i L RE SR ]
1. ZEMmKN
(1) #ER:

AU X7 35 ) P G A = R AR [ 5K B 1 2 2 B A A 1 £l B 1
ZH W (P1~PT), L5 AH B G Ak AR RE F5 4k

X 77 23 L P PR i 2R A IR K B 2 2% i B A A ) A L BA P 2
i (P8~P20), 4 RIS NAH R G fiufd v Brish g, HLER AR DX 3l 5 0] IR R AGH N
M S DX A5 14 22 2 [X 3 FAIE 0T HE A VA AR 2K [X 350 1141 80%~100% 7 il 74
(2) feHt

AR 7 5 B A T L R B 1 22 i L R B 2% i s b A F il B 4
S Th (N1~N10), 45 R399 A H iR G el A G € i B 0 A4 0 Jr BE 2k
(3) KR

DNA & AN 5 T-30ng 26 148 1 il 771 46 0 L P 1 R 5 PR 1 2% it A
BHPES % (P1~P12), 455 AAHNL I G (AR AR BE AR R Beish 2k . DNAGLE
ANET30ngZAE R, Ktk & FE20%I1) L1-L5, k& FE30%HTL6-L1235 124 A lAd:
MRS G, S5 YR AE S G A AR A (AR B 2k
(4) BEFM

HE R Z AL BH S5, 0P3. P4 P125100%, 45 I B ) S
RS AN BER . B RAGIIG AR B ME S 25 SINL 100K, &5 518
S8 Y AR HH 0 e U Y ] PAY 1 e € Ak R AN B O
(5) #tEZE

i =AAFESEGAF R E S S 5 P3. P4, P127%10iK, &5 RN
L ) G (0 A RS R AR T P BL Ok o A = AN AN R ok e i 2 = i 2 2%
NL#107K, 45 ¥R AR ) & v Rl P 1) e (o A4 AR B A5 A ATy B 2k
2. TR

K FEAR TR & IR R W E <2mg/mL . JLEF K E<0.2mg/mL . &AL AN K
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<4mg/mL. H il =FERK <60 mg/L. JKRIRIKE<02mg/mL. L4 8& HK <10
ma/mLB, S AR A R A AN I & SR TG R
3. BHEHHEIS

BEARGI TS Gl B AN 5 T-30%0 , ANFEMR 1237 G0 G R IR R A B
PN oRIE
4 S HTRR R

RE 7 Bl S A VG F DUAN R et AR SR AR AR (T7. T15. 1g21.1del
2p23.1del. 2p22.3dup-+ 2936.3dup. 5p15.2del. 6023.3dup. 13932.1del. 13g31.1dup.
15911.2dup. 17911.2dup. 17pl2del. 18912.1del. 18pll.21dup. 21g22.12del.
21922.3dup~ 22g11.21del . Xq27.3del. Xp22.31dup- Yql11.223del. Yq11.223dup),
0GP ) A B A BT e AR B Bk . RS, RS A ) G
AR B R I e G A B AR A, AIASTEAG IS [l N e Ak b g AR
PR Btk ok . EEEREAS, SHORK A INTE LA B S8, AN SRR & ) o
PERE
5. AR

“JE K ZH DNAMKR FE 1.5ng/ L ({52 R ZHDNAFE & 930ng) 7KF [1120%1k &
FEP ARG A3, 18, 21, X (Zeth) Bet iR B iR i SRR M PR s B[]
HDNAWRELEng/UL (2 I ZH DNARE A 2 930ng). 7K-F-11130% ik & B AR
BAERIXXY XYY RIS G AR Fr Bk 2k 4 SRR U FR -
6. MEE

WAL S 51K B A0 R FH 3BT SO T L it 4 s SR A
FEAR S AT —Ik, EE20K; FHALSLE SIEA RS2 S AN S, FRK
FHIACEG S BT SRR Im A BH A A S A~ , EHE20Kk. 450 BoR
FFE % 9100%, ARG &AL H AH R LATR S AN RRAEE I
P BT E R AT, alFIPEREAS E -
7. SIEREISE SRR CMAK IS SR HLER

K ARG Qe R AR RE A 1 7 W R A L AN TR) Py BOR AN RIAS [ ik L 451
etk BOs R FEARBEAT R I, SR i 45 2R (b siCMAZE SR LS, [
PERF & 100%, B HE R A 36 9 100%, #6574 56 100%, Kappa & #4100,
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Y5 i R O RIAS I 25 SRR L B IR I i — Bk

8. ImpREH
A AL IR R IE A U — L5 BT, SRS 25 7 ik T X LR AT . B

Xf Gt AR AR B ARAR 7, SRR AT LA, R UE99.25%, Ki 5w 100%: x4

R BER AR R, 5 A OARREES 08 (CMA) ELEL REUEL00%, 455

J¥100%:

[ERHEN]

L AP A TR SM2 B

2. ImPRSESS N RS % (BT BRI AR 2k DR M A 06 e 0 = B IR ) (1273
BEEU& (2010) 194 5) S5H K70 TAEVFZLRmE L IGARIE R L8 = 1E
HIEIIAT ;

3o ANFRCIRH 7 AR R

4. AZRF TS U B 1S B AR AR R A A, AR SRR AR R A
GRS R 15 00 1 AR A5 21 96 5

5. FT A BRI M & BOAF A PR B B LR I, FEIRCESR A A, A W R 8 20 5

6. FEAKRE W R0 N AR A AR IC A AR B

7. A REAR R Nt e ELEE R S RN IR IS, V)20, B AR R L
N7 BRI R BT K e A e BB e st 12+

8. Rl BT B . FE IR ARG Sk 0 AUIRAE TE i SR B AZ IR B M s P
ARG RSN AL G, B Gt AT A3

9. Farer b B o O SR Y Dy b B AETC I 20 R AR A 5

10. 15" 1 12 HE UL I 5 RE A3 420 BREBEAT 384T

[ 3C#k]
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M NE AR e RAEDIRS (B0 A RA A

(EAT: BT ZR MR BRI R X i Kol 666 -5 B E 5K AP = b I H
B. C. D XHfAE# B2 #

HIgR

B2 frak:

B )5 IR 55 SR 4 FK -

I EYE W

el ST ARWIHT BRI X 5 KE 666 5 I 5K A= M A b 15
HB. C. D XWkik B2 ifitk. Bl

APV RS s

[ 7 BRIEMER S S BARER RS ]

[ B Pt B3 R s s H 3]
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