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AbFHERE AL [ ARB AL AERE . Ol KM E S — BB . SRINT R X AG R AERE . Lk
FWEE =R JAREPRHEGIE AR . RFE KRR R AR AR L SRR G RBHE (PED f
BRAF IR REER BN EBRA T AL WEGFBEEE ARG RAF . T REARER. T MERK
LR B KEM B — b R R RN I BRI R TARE S NIRRT M
ARG ERAERT . PRI NRERE . RIS S ANREERE . [ EERER S 8 28 = BB IRIIE X
EAGRAERE . BN TS — S R AERE . BT 28 a4 R b . Al it 2 be . VLI a9 PR 1B
WAL NRERL. ST ELh R R EiE i AN RER . EE A faEbt . ReEm ANRER . ReEld
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it 55 G AR 21 23 i i B M e 5 AR B TS 7 i i AN 5 DL 03 S e 45 e U PR A 2
ARSI W) Z M, TR ARG AT B AL A2 WA R )L™ AT s Wb, B0 7E ) LR
ARG AL 22 W, G AT Gt AR R G A% (RS HE EORB  3

PRSI (R A AT R BR TR, B LA EE AT A AR B AR LA — B DL FEIRPR S B, AEAE
i EREAG L ARG 9 — A BEAAOR 7 M ATV 1R 15 A% (10 JXURSE o e 0 AR 5 48 1077 BT W AT I 4% 459 2 22
BEPA KRBT L AT BE AN & A BRI G B FE,  DLRA B M EIR I ZR G PP
fitis 2. BT AR AT S R ARG LR VF A5 AT A PG o (HA2, TP A2 W O PR A
BRRRERM MRz, RGO M af SRR 5 AR VE BB PR IR S AR 25 B g LR A 3R
WOZRR, LR AR B AR LG 00 A IR ANBf 5 1 5 0577 BTG 5 PR BG J L (0 F9UJ AR R RURS: DA JC 9 PR X o TR,
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FEEREERNTENEEFIZES5IREE A

AHRE B RS P AT 8% 22 W rh e ORI S RO E S 222 BEOR . 2RI TS MR
R PPA o AARHECURLGL LA IR & UK (17 B2 W 5 1A% AT PRI 18, R 7 SRR & i an 5 I
BT BAZHIRAL R/ /7 B R AT NS5 iR A A EADRHE T A

AFRAETE T 0T 7 B2 Wi AR AR 55 (KB T LR, ISEFH 4 38 A% 2 B 703 38 A 22 BOR BEAT 7 T2 Wi
B, 0TRSO Be AR G AR BEAT 20 BT . I BRAE . VPR SOB R o, RIS G SR W R AETT
JEE7= A2 W AR IR 55 (1 B2 97 AU ER 7 i 0 12 TR 38 A% 2 I A ] HE AN AT

2 HsEMsImxH

B ST AR A (R S A AN T o LA H B 51 SR, A0 BRI AR A E T A S .
JURAEH B S SO, HEHhiAR CEFRETA MBS &M T AR

GB/T 29859-2013 W15 B ARE

GB/T 34798-2017 %R % 2 7 5k i

T/GDPMAA 0001-2020 ;i 845 2212 W% DAL S A4l DX St 20 B g s S i o5 B

T/GDPMAA 0004-2020 T Z210 4 ] 111 25 Jif7 25 DNA e 88 5250 T 60 72 i s 2 iy ) L9 IR A 3 AR b e

3 ARIBFENX

(T/GDPMAA 0001-2020 7= Fi 38 1% “Ai2 Wt UUARAR 5 A A0 15 XIS A 20 A s B 75 9D FE i)
PALCR FIARAERTE SGEM TASCAE . 3 VT, BUREESH 7 (T/GDPMAA 0001-2020 7 {ijig %
FSWrE DUECR S AN Al & DX 7 A Bl & RTED . A R B RTE AE L
3.1

[EliFH#x & mosaicism

— IAREL PR, S AR T ARG SRS AL 2 A — B PR E LA B4 R IR . — %
&, HaBE A — SR T4 e AL i BRI A Bl g (a4

A BATE N X mosaicismMchimerismf) 1 3R L AN G —, WG Mosaicism: HREMA. [FEURERGMA . HRIRA,
chimerism: HR&R. FRIFIRAGH. AT5ER. RN AbrifEd R A RVRIK G A -nosaicism, FIFIR G A-chimerism
MR IR “HREERT . “RET . “RABLERT . “HEEBRA®RT . “REAERT CARERHRE
w7 R R AR L ORI AE BRI SR L CIRBIIEIR R IR SR K& CEMERR ) LIRG AR IR T« REER
G TEE,

3.2

FIF#x & chimerism

SRR T AN [ 52 K O A 7 P B P DA 383 4% 4H A — BRI 40 R AEAE T R — MR B — Rl 20 23 (1) 31
Ko —MRIME, HEAEA A — B0k A AR A
3.3

HIERER AR germline mosaicism

a R R RIR T AETE R, A T I e AR g b .

3.4
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{REHREHER 1K somatic mosaicism

G ARAEAE T B A FE R A0 A LA AN e AR Al
3.5

{R4MAE- 4 FERR R & 1K gonadosomatic mosaicism

WO BEAAAE T A FE R AR, AP E T H e kgt .
3.6

PRIEITERE B H#R &K confined placental mosaicism; CPM

e R ERTREAS, AMEETHRILEOH AL,
3.7

EMRR)LER AR true fetal mosaicism; TFM

A EAAAAE T Ia i H b, AEAE T ) LAGET A L
3.8

F{AFE chromosome abnormality

A 210 e A B 00 i A e A R A T S B R, N H R NS R e IR . iR B E SR T
Pk g I I3 R N S I SR N 2oy v B TR W RO ) ) 7S SN = 7% VAN 7 LK AN 8
3.9

#DIHZT R copy number variant; CNV

LR A EH R G5 AR 5, — MR K =50 bplf LRI 41 BL s DA e & kb, FEERD
R RO E R, & NRBR K EEBURR R —.

(7 B8 A 22 W P DK S A i DXIBdE 2 B e 5 A i i RV (T/GDPMAA- 0001-2020) , #5 1L
AR (3.3) ]
3.10

& [XiH regions of homozygosity; ROH

TR ) AR a0 NS AR, AWM EERA, —0kE T33E, H—0kE TEEE,
TEHE—ANSE b, iRk B AR BRFEA FIR, WZAL SN2 G (heterozygous) o W15 N H:
FALH iz 5% 5% FR B 216 08 RS AR Bl PR 4 ) 3 807E — e Y [l I SR 1) S 67 5 (R e A R 4l 1
TG (BT N2) , WRZIX IS FER 404 X3 (regions of homozygosity, ROH) .

(77 B 38 A 22 W 5 DK S A a5 DX SBT3 bl i RV (T/GDPMAA 0001-2020) , ik [A]
Mo X (3.4) ]
3. 11

BT {K uniparental disomy; UPD

Fa ok B SCBE—J7 (I Qe Ad Fr Bt 5y — J7 B RIS 3 BOAR, B — AN A IR 7 2% [R1 8 Gy (AR oK 1 [F] —

(72 A I8 A% 12 W DL A0 S RN a6 X 3l 25080 0 W e s Sz i BV (T/GDPMAA 0001-2020) , HL3%E
AR (3.5) ]
3.12

S KM% chromosomal microarray analysis; CMA

BETRIR 7y T A IR B, SR FH AR 3 1 SR A PR AR B BRAZ IR 2 A MR AR BT X 4 ZE D A AT e S
T, LAA AT 2k R 41 CNVERROH ) — Fh A M 4 R

(77 B8 A 22 W 5 DUHOAE S AN o DS 20 M gt 1 S 25 BESE. (T/GDPMAA 0001-2020) ,  Heth
WEGIRES 736 (3.1) ]
3.13

CNVIlF CNV sequencing; CNV-seq

BT EEEN AR, SERAEATIRERENT, 26 4EME B I7Em e L RACNV 7, H
PR ARG R . E SRR SR PR, AR G AR S5 0 =

2
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(7 AT IB A% 2212 Wi P8 DUA0R S A DSBS His 7 M g 1 A 75 V. (T/GDPMAA 0001-2020) , ]
NP8 DB S PR (3.2) ]

4 HEREIE

DL 4w 150 FH T A S04

aCGH—— i PEA L e FE R 4H 2428 (array comparative genomic hybridization)
BPD——X(3% — & (biparental disomy)

CMA—— YL ARG 21 4341 (chromosomal microarray analysis)

CNV—H% NI (A 5% (copy number variant)

CNV-seq——CNVill &= (CNV sequencing)

CPM——FPR#I1E fE 8k & 18 (confined placental mosaicism)

DNA— i & A B %R (deoxyribonucleic acid)

FISH——3 M 547 2438 (fluorescence in situ hybridization)

LTC—K ARG IR (long—term culture)

MLPA—Z B AR M IR H AR (multiplex ligation—dependent probe amplification)
NIPS——CBIF= i #&f (noninvasive prenatal screening)
QF-PCR— R E B R 55 U= M (quantitative fluorescent polymerase chain reaction)
ROH——4 & X1 (regions of homozygosity)

SNP—HZ R 2 A5 (single nucleotide polymorphism)

SNP array——HAZEH R L & MEMIES] (single nucleotide polymorphism array)
STR— 4 BB EZ 751 (short tandem repeat)

STC——Ha H¥E FRVLE B #7% (short—term culture)

TPM——F MR Lk &8 (true fetal mosaicism)

UPD——H.3% 4K (uniparental disomy)

5 HIEREEREH~EISE SEE S GEERENLEML A

5.1 HXEFHRETISHT RIRME S 8P R B

Qe O iR A VAR ARSI T AR 5 JRURS: PP A 8 I PR S BOIE A P RT2 W, — B LA TR ) 1 114
AR, BRI LUN JLAN 5T -

(1) PARTREA RN 45 AR MR ) LBUin B A St AR 4L T S e 2 i, ZEEAeillai R 5 ¢
TR BT A 25 AN — 250, B 3K 5 I AN 45 R AN — 2, 22 ] o B 22 53 107 AR T AL, PP A R e
SERARERNA LI AL R AT B S v, DA BTk — 2B BRI

(2) &AM, FERVERNE R & G450 2 A% 2 20 M G H I ARAR B9 & A 2 e B6IE 2

(3) Z Pt A% 22 BRI A5 KA — Bk & HL A — B, DR SRV NIRRT (2 2

(4) FPRTIR G5 iR LR B AAORYEDPO . R PR AR ) LA TS PRAl DL &R 53R 1K R AR o
A5 ), FE I PRZ ST AR h A (R ] RE SE B TE AL AN BR AL, DA KRR L8 G127 i FE B2 T AN ?
5.2 HEREHBREFNTENISESIRE S AR RERN L EE

HARE PR b O — 258 TR A 170 38 512 Wi 3L IR s 13, (DR SX S T 1 B0 L 8 sl A
FHORPR (BRI < MR B ph 2 B IS ) » JEANE I TP aiis Wrelin ) LEE 24 U1, H A
[E A AR T Gt iR & 0 (17 BT A% 2212 W MB % 00 I TE AR SGHR Fe L 30IR BRS A Wl EdT I itve, A
[Fi) BRSO k15 A (412 W D V2 R B Tl AS RO [ 7 T8 A 2 v Al PR A B it A7 7 2 BN R BL R
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AN SR = PR AL ARG JLER 2 TAR AN L8N 1 TARAERE, A 5 45 200 R AR IR IG R ER 1E
S

DRI, AR SCAULR 7 B2 Wi o e A i o5 VAR S I R 19 RLBEAT RILVEE, AT s A5 e R iR 5 A IR 7 T2
Wi AN A% 0 75 LR HEAL o

6 FEHISETPERA R K

A AT DUAR HE A8 S5 1 2H 200 A 22 57 B AR 53 R A3 AT 2R 5 55 51
6.1 IRIBELHHEFTHA

MR G O S H R 15 R AR AR UL R 75 T AR 3 25 AR, e Rl o iR dr iR & 4 RS
R G R AN R G- AR B R IR B A 151 27 B2 W — ok LU AR LR & 14 - R kA S A i 5
SRTT, 5 BRAAMER R G, fR AT B i & B, DAVEAl AU o XU . R4 ik & 1A
V2 BRI AR A A AR (s PR 55 5 BRI RE AR 22— BB LU A PG H G i 5 AT A
SEH, HA, WURBEEARIR S AR T AN, MAURR TR E AL B kB A5t X
A OL T SR A0 A MR A BEAT A A 512 - BRI, Hiim R _EPRBERe A R &4, 10 A0l LA ARG U 25
ROGBAVERT, AT 2RI b 20 0 R T Pl v 4 B R AL 58 22 R AL R AR AT A o 2R S R
MR GRS, 55 1E R DR SERE WO AT A AR AT, T i A 75 A7 AR AR TR 5 (H PR B iR
PR EEH I A, — RO LB I W 5 A7 AR AR B AR R 5 I PR AR AR Tl A Il 22 A SR A AR 2 iy, gk
JAIL FURSKGRRE . WARRIE VR 4D JFAE G aR L, T Al HE I R A A AR TR R o AR - A 5
Rk SR HIZ W, BRI AR B R A (BRI R R i S A, RS S SR L, il
WSLIZ I .

6.2 RFLEFLBERHHE

PR R Z R, " LR SR 3 NG Rk &K . UPDHR AR CNVIR A4 FISNV/ Inde 1 #z &
PR UMD B EEEAY S Ik B 2% P I8 A% 2 F 4 Fast AL 2 RR, AT DU AS [F) 28 S S8 A ik A AR AT 2%
Al VENSESET .

6.2.1 FAEEFTREWE

Yotk B FEASEARRMA, 205K, KA BBUL/EE (Z10Mb)  SA0. BIAL. FRRYL A,
SRR HATCA AR O IE RS Rt , HA13. 18, 21, MR afk =4k DL R XAk if LR 4T
PRV, HARGL R E R R G /i ) L & R BEMER, e JLEGE = )L A UM 82 311X He 4L 0 R 4 4
ek Gk Bl

e N T LI e R R R A IR A R M e AR R R R AR R S, B R Qe R
ek G AR A SCIRIE, W CPEFPAT2EiAE) =k /UPDR YL BHRkIE ©, PATurnerZx &1k
R, LIAIRZ RN 45, Xo SERR E,  JEHRA 845, XA R BRI, £999% 3Rk & 8445, XIEIG B
SR U, FFINA, JLFHTA 45, XIE = ) LER & B PR Gk, AP 7R S PP 2R B i R4 il R (rescue
line) , W46, XX. 46, X, del (Xq) . 47, XXX, 46, XY. 47, XYY B9, F&[E Ik & PR E v G2 G ) LG 45 %
G, R EAERRA 45, XIEAG /6L, HIGE T ReAA el R, AR UR1S DAAERF AN 52 R

@ Mha/ e ) L2 AR iR G R I, 18 E AR IR S H AR o — S8 = AR O S A L] A
ZUEURA I, (H2 DU fE LB R & AR AR L, ERORAE /D S — e SRS DU A A i A A G ) LESUHT A4
JL, AHRARSME S TR B R i & FE R, G e “ DU A7 28 Do,

@) Gt gh iy m i i G ARAERT D WL, 2R G R R v DO SR k. IORQ AR, 0 =
/AR Gfn, BIRTEE. Hrh, S B G R B A S B LR e AR S 0 i i e ik . KR Ay
SRR (BRAMNEER Gy i) @ ISR (supernumerary chromosome) ik & A& HITE X AFAE,

4
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HIA1(12p)« 1(220)« i (15q11) M (18p) BT, AJE23%f Gt A Al A MIRGL ik (il , BEIRG
B R G FRRGL R TT U BRSSO B Z IR &4k, Wir (13) .

6.2.2 UPD #&&1K

T JLUPDR R 2629 91/2000 M. UPDITE BCRIE T- A M0 7 40 F2 rh e ik oy g sk fea, W DUKRAE
TEWEU T R/ B 2 3 fe v, HEENHI R AR ER. BRER. &7 E6 L9038 RAR 7 EH
b, HRER AR 1. SHRER BT 20 28RN T LU RUPD. =44 /UPDiR &
A, =A4&/BPDHR SR SESRAY, HATA B — A 0 R B Ak . Gt fR S50 B FF elibnid Qe g &
FWUPD, — M BettkUPD . B R UPD b Ao L () /2 5 k2 Beckwi th-Wiedemann syndrome (BWS) [¥)
UPD(11p15. 5) pat, K& FIBWSHI20% U3, JL-F-FrEUPD (11pl5. 5) pat¥ N BLoE [ ARk &4, RS
RIUPD (11p15. 5) pat A REEMIG K & F I AR 13,

UPDITE AT AE 5 =4/ AR T R R B AT 53, B TR G 19,

6.2.3 CONV#&1k

CNV/E F L R AH EHE I AR S, — MK E =50 bpfE<<10 MbAOIERIA A Bede DL EEE N (4
BE) siFmD (k) , a9 NE K TECNV (recurrent CNV) FIHEE K M:CNV (nonrecurrent CNV),
P AR R AR AN

6.2.4 SNV/Indels #R& 1K

AR F YR S MICNVITT &, 122878 57 3 BARERDNAJF A NV 5, AL FESNVATIndel (<50 bp)

faray
SFo

6.3 FERIERA RS SRR

PRI B %GR R R M, IR LAIG S AT AR EER A — S R . T A ZERIER b K &
HE5R, I IEINEE (trophectoderm, TE) KB R ait4itd, MmN AME] (inner cell mass, ICM)
KB RBNE LR, Ia) LG R G A% A — B I RAE =0T 2 W 3R A WL . AN IR LIk & i 2
JERER AR, AR AT REXT AR LI AE K R B e AE e . P AR GURIR . 3R B AIEAE A S 56 7 THT 2% AN
Al gy, BRI, R IEIR R G ) LA AR A — AN BRI i LB 3 47 (fetoplacental unit) R4r#
FPE R G % . 8L # kG (fetoplacental mosaicism) AL /ANFPRAMRASRZER (17VIAD)
Forp iR g ik R WA L/ IR R E AL ZE 5, AT EA2p JYCPMANTEM U3, CPMANTEMER) 475 7 IL8. 2. 4%
o

6.3.1 [REIMIREREE

CPMBE AT BERUS T+ 22 4y 2L A2 TR I G oAk S 5 o538, 91 T e A S (O R AR AE T UG 28 R 2 L R
HTT AR R AELETE G ) LI AR 2R b ] RS e S RE B (0 S TR R Tk Bl 73 R # ) i B
BHLEIFE B, AR ANEIE A R E#ES (revertant mosaicism) [, a0, 24524E 00 5 — 5 gy
AR = ARET, 7565 A 220 245 78 vhon] gl i =44 B ROVLI T B AR A0 i R A =Rl &, a0 —
AR RTE NG )L, =R (G ARG, B TERsiaa, WIEMCPM. CPMAEENG LK
BRI, WRe FECFIWETH I LA K2 BRAE XU S 0 . AR 9% 6 1% 57 2 40 M R 18] 78 )52 i 0o 2
Mg ARz 22 57, CPMAR 3R AL (R 1) 5 TEFZ RIS BIEA ik & AR I B, CPM T TITRY & bk
3% 35, 73%. 40. 45%F110. 46% 101,

6.3.2 EMRRILERERE

K, IRIEHERLTE AR FE i DA R R 22 5, TR AT DL SRR (R D) 5 1
PERT ORI AR A ARG R, TEM TVOVIE o Ee 23 20 1. 55% 5. 36%F16. 55% 1101,



T/GDPMAA 0007—2021

* 1 ANEXRER)LIBEREHRLER

RS0 =PI EPANIEE WFREA e | BT | K | ARESERAEY%
ke R R H 91 B s 45 550

AR B CPM T T E% 1EH 35. 73% (393/1100)
CPM II 1B T 1B 40. 45% (445/1100)
CPM III T T 1B 10. 36% (114/1100)

fadAfEJLIE | TEM IV T 1B S 1.55% (17/1100)

i 52 28 TFM V B T R 5.36% (59/1100)
TFM VI T T T 6. 55% (72/1100)

* ARG R A SRR A T R .
5/ H: Grati FR, Malvestiti F, Branca L, et al. Chromosomal mosaicism in the fetoplacental unit. Best Pract

Res Clin Obstet Gynaecol. 2017, 42:39-52.

7 FERNSHT A ERE AN AT G RS AR A E A M Ut RA

&

PR G AR IR ARSI, AR IENER AR HEEAR O 2L . 06 /KRBT 45 i ) LA A B
FRRBEREAS, YRR AT BHAA NS Y458 (B T-STRERSNPEIA) |, DABALR SRR X 4% (1 iG ) LB iR £t A
Ao B BIERE AR AR IR iR A AR A R R

7.1 BEHANATREERSEENEER 4

FERT R B OARIZ R T, A IRIIR AR LI N1% 2%, HILP4aKER 5 (86.5%) &CPM, /b
gy (13.5%) JeTEM (014151 dRd (R 28 =5 2H 232 45 46 B0 55 A0 2 IR 0G5 40 AN oY J2 1) B 7 B A% Lo 4, T
R TERTE, JF&ERTMINILZE (extra—embryonic mesoderm, EEM) , TWIEEMAIfR JLAEIR T
EARICM Do, [RIgE, — M xR LIS A R o &, 9B R 7R U O g AR 171,

FERTIZ W, 9RB et A% B o A 38 R FHLTCEAS TN 2% 6 18] 78 53 40 i ) e AR A% Y, — A il
FAMCR F STCVE AL I 2% B R A B i e AR A% Y o LR H T4 Bist A% 27 S0 5 W/ I F 48 B 1 77 4 P A
W (STCVE) , AHIZ LASR T 144 77 4H I N 8] 75 57 48 MO DNAVR A VA FEASIFIQF-PCRL MLPAL CMA. CNV-seq%§4y
TR 792 0] LSRR AT SR B 0] 70 A% O 4B M G AR 2 B 0 Al (LTCHE) BN R o SRBREA ) 418t
2k I 75 ELAR N SR B A MU B R AHDNA . B b, @ISR BACTIOBTRE. M. Bl fA S A B RS it v BASR
715 % 24H PR R[] 7 i 40 L 9 P 4 6 () DNAVRR 50, H: 5 ER T2 B R BT A 26 45 40 (1) R R ) B A 3 A
AR SEEG S AT AL EE 7R ZE S, SEPR L SR EU R IDNAVR A, I8 2 05 TR A UDNA | AR X AR R, TR TR 5
AHBEIDNA 5 EEAH XA 8190, AR SR ks, ZEAR S 17400 A4 AT BES B3 FRUDNA R A0 5925 77 41 JIDNA,
AL E 18] 78 5T 40 M DNA B HL & S AR A, IX M DA T Re 2 BR 2 TR 10200, fHO2 XA G L WL, 4
K22 Ht LT 98 40 M 42 B DNA g 8% 577 48 JL AN 1) 78 5 4 B PR DNAVER 5 VR, AN S2 0 7 Ji 8 A% 2212 i () vl 4
o SHh— RFEE RN, BT EsG M S EER BA R T R e a2, TRedfFAae s
ARG B 2 AR I

7.2 FKEANATREEFRSHEENEER 4

PEHTE K QR R A, BRI LR SR R AR FR 29080, 1%70. 3% U418l SE4RE, JEAGAH.
Fio WERZE BB RSN B R KRR S 1A T A =ANIRE RIEI A
NERAY, Frp A AMIEZ 3 B v 4 o VR 2 e PR 2R v 4 AN A IR 2 T AL TE I v At i 4 2. AR
SR =R E AR RO B TE i E , (HEAR SRR RS WG LIk S AR R B AR S, A 45 2R
AP At AR AR LI B AR A AR, 28K 1 D0 T o7 BEAT T LS IE . SR, A2 75 2EAT 15 ML A6 ik id
BT BRI et i i R, SR Qe iR ik 5 R 7T RE 2 tHBLE K P EE IR EL TR Y ST 72
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i FF R e BE A R R DL Sl SCRRRGE S 5 = AR g R AL AR BIVE L SIRES, oK R i
EEGIR T AN Zos BT I S A LU B R B et o Pl T /K b e I R IR 2 e s, iR
A H B B AR S R B A T ™ R (AN —E R LR A S, DA S DL T 8 5 %5 KBk
BAURE R ITEAE RN T35k, ARMIAE F BB A (K20 A JF A2, SR B AN R G BR 40 35 = A
TR AT e 2 A 2 0 PR RS SIPIR AR T 482 o LS DL AR IR DL 5 P K 7K B AT (R — TR F) 45 SR AT
REAFAEZE S HE MR o X MAEEK, 35 L RRETS G 2 HERR EHA LIRS 4, I B3 SR EUDNAREAT
Rl 25 A RRIRTS e5 € WO A7 A2 BRI IS e, T 75 BER A B9 A OB EAT AL (HRE SR 0 T 5
THREERKIPE, JCHRERE LS, WREAF IR E

7.3 BFEANATREFREFNER Y

JiF AL G A AL TR I3 AT o, R AR R R AR AR AR o X AT R F T L R PR U AU DA R I LA
AP P WA K0t X 05T H AT S Z BRI TR o S AR BRI R, TR B ANE
MR E AT AL, NS B Gk F BT ML E R &0 B2 K S — AR . 2 am i 2,
B M ASEI 245 SRR A L IR R AR, ASRETS RE /K BRELBAT IS5 IR, AU D9 W i

8 FHIRBKERAFIIZETSEZSERN

FERTIRAE SRR T, TR AL AL T FISHEAL G4 i st A% = HR, B /&CMAL CNV-seqZ59r T
BAEEEAR, BITREA iR S TR E, FEUCE D P RS U B AR A HH R A I A BE A ST MR R A AR
W MR R AR Bk SRR, SRR TREE, B A IRIRIIT A T .

8.1 FRNERFMR GRS HFHIEAR KIS AR E
8.1.1 ZAMMIEEF AN & AR & R AR AR RIS MR

(1) ffE

G 7 G A AZ Y 43 W7 A2 FH 10 5 G B ) 53 ik S AR B e BB R 540 57 B Wk A IR TR TR A4S 2 i
Ao HETFE T2 B 250 = 5 R 85 F- R BUR ML R IR R AT R R A (BRB. /KR I (G
Pt R AL LG % 5 0

(2) Gy YLt A% B o Mtk A A 1R 4 5 A 1

O HHIAZB TR 1 88 CGEK. GBI « =20 103, B sk H
PRERER L L BT R R 25 4%, AR A A0 Hr =54 4 2440, HL 2300k B ZR B £k DA 1T
BRIy, BN, AT G ARG AT A HE R = 400564 2224, 11 J5A0E (KD - 1=
ISR A, H 30K 2R B 28 LA _E A B R 5N e b, — AN Te BT A — AN sk
ARISATERE, WA D10 SR 1AL 3BT =54 1232440, H 230k B W 2R 5 48 LA
ST RIS AN T RE, BT BT S ARG T ) HE R = 4004k 12224,

@ WAMZAS IRV BREERIZHTI SR T BRI R SR 20 JE F, EPE G4
(I e D200 A LA R AN AR R 1. PZRENZR DA b (B ANE A DL ) T RE SR FI st 4 1.
o HH P AR B A LA BN TRIAZ Y, SR AT I YE P R B 2k DL BRI (BRI, BUR R EM
LEUL R R MA A4S R, B R A g R i — 5

1 IR H AL B o AR H iR A AR, 7 R S LR AN R 2R i A k. © TR A (Level
D o« gt G A R IR B AR IR (BRI BN e e (JEAED 1)
BAZA, @ N&iRaEm (evel 1) : Z2HMRMMEIRE. ER—RFMY GEFRIEZD BB Bk
PIAN LA AR R S i 2, BRAE A — 15 R ML JRAZIE) At — A sk 22 A4 i 5 B (1 19 S 32 AN HL TR G
FEZA, @ MgiRaMH (level D = HMEIRA . EHRASEALL BRI (BEFR) 8% IR
CRALIE) H, KA A L AR R S i A R o TR T ik & 75 B IR AN R 8 B (R e e R S
WHE— BT 2Bl BV, TR NI AR, R e AR AR, — &L

7
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Wits, HATHE T A A L ) LR BB S R SRR G . BRI LR R R A I R S A, &
SiGREITEER G, W EREER Y < T RRER” 8 “AHeEmgR” , Huait—B0iE 2,

(3) FISHZ Tk & 1A B 4 E b

@© BRARFISHES XN SSLI Ao

@ H R AT EUE SE W T AN R AARE AL S0 s A RN DL BB
S, MY R R 1000 . A W R R EREHE S He bR, IR AIELE) =90%, S 40 bt
BI<10%, FENIHIRFR T MR AR E B =10%, $RR %R R

@ ARG VORI AREE 7240 b AT M AP TSHAS U s PREE R & AR B A T HR & R SR UE BT
AT R0 E 10075004l . FISHA -FAS IR A4, LR & A Eu il N PR — A 10%. (Hi2, 4
S A LA <10%, T LT SR E AT M 45 R (CAn G AR AT BT . CMAL CNV-seq) S22 45 R (i
L OMRIZE) BRI AR(E B2 n vl BEA AR LU A I, B R S B E BRI R (AR ETRE
T AR50 DA 8 A< S UG 25 FISHRR IS v SEAS HA A& el R IED , BIlEIRER T2 .

@ FISHEER AT RLE G H BRI EMMER B, OMA. CNV-seq) HEAT4E 6 5L,

(4) K55 73 #r ¥ T S 20

@O F=RIFEAR S AT STRELSNP 7 VA HERR RRIRTE By s SRBARATE HP AT B AT BT B 035 At JEE

@ FAKREEFMER G A mERE, WA SIREM, EUCKE TR ISRk = 84K,
WAL TSR AT Qe ki) £, DA AN TR R o T

@ B I S2I8 AR S0 R AR FRVE AT K Pt A R M7

@ NIPSHEBEASfAm X, B HEIRRE R, K= G R PR B IR v R AE A IR,
FKFREIRES mlARREFEFK, SARBEE A EE T-20COKF A, UE REMIS B e 3 A
ARETF-20CE-80CUKFHRAT (LRAFA BRI BR, 200 = FHARYE A & 47 s K36 38 0
DL J5 B2 ATFISHEG E -

8.1.2 HFEERFREAENREHFIREFINRARRIZHERE

(1) M

ARy T 1AL SRR K R, 453 4% G2 7= 5 10 A% 2712 Wr AR =X el 88— A 40 B a8 A 22 A B o0
+F TSHIZ 7 % 2% A% 8 43 Hr+FTSH/QF-PCR/CMA/CNV-seq, MR- T Jetafhift &R BB R . PRl
LW s 02 Tt 3R 3 B QF-PCR. CMA CNV-seq. 241 i T-4H ¥ (whole—exome sequencing,
WES) FI4RFHM A (whole—genome sequencing, WGS) %%, &Py RMERERIELE WFEK2., WESHIWGS
e B AR s de AR R SR 2 HK F log2{H 8k 45 &allele diffrence (AD) H§B-allele Frequency
(BAF) AT A3 MW, (H B R E B AR AR B R & AR AN 8 T-WESFAWGS i kil B (1), A5 A R T4
Ao BN AL % T R AR I e AR R A R, H R G B AR S AR B2 B S B IE — RN HERE SR
QF-PCR. WESFIWGS.

(2) QF-PCRZ: T k5 1A 4 7€ B v

O Ha)LAFIISTRAL s PRIAC BE F AL A E 1R B B AN S T TR B BOR /NSNS 1) 28 B PESTRAE A,
RWASTRIETIAR L 9. 1, wTLUHDE BAR XEOIMAN I (AR o R HM=A L 1. 1
PIEE A L2 2: 1801 20 RN H AR X IBAAAE =48 G0 SESTRAZ s OS2 5, AT s A

BB R
@ [KIPCRY™ 18 fh 4f PE A RV R AU M, STRIGTHIASE PRl S ELIR S AFAEZ S . RIS I R R 4L R
¥ o2 ( Associate for Clinical Genomic Science , ACGS ) B ™

Chttp://www. acgs. uk. com/quality/best—practice—guidelines/) , XJSTRUGTIFRHIFIMFREN: —
P FISTRUETHI AR E A 10, 87 1. 42 1] b — Lo 850 JE [R] 1% #8124 bp I STRAZ A, WETAIAR L A A 52 211, 5),
SARBISTRIETE AL EL 40, 4570, 6581, 872, 45 HIIE = Mk sl
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R2FRTHES 5 FREFERARENREFREIER M

(ORVIES N | = | W | Rtk UPD | fille AUCH AR | W
BqOH | B/ | SHRE RS | R
R | R CHE 7 1 1 B * JE B T
& ity H

S HER T M + + |+ + - =510 Mb | - 15720

FISH + + + + - 5B 10 3

QF-PCR + + * - - 58 AL A 20 3

SNP array + + + + + AL A 30 10

aCGH + - - + - A FER 2 30 10

CNV-seq + - - + - AL A 20 10

* Qe kiR A BT R ATAR S Gtk R W ) SRR DL TS e
# AVCEARETIRE BT B, AR R E R AR E R IR SR TR

@) QF-PCRAJ LAKGE Hy = 4440 il 5 AN IE 5 40 B R I ik S, k& B ld it

XF =4

tbiﬁaﬂl“ﬁiﬂjﬁﬁfrﬁ i,

AR R A, R TR AR NI R =08 (ZARGH ) 5 R AN IG 2 — I TR AR
{5 = RAH B i A L], G 26271,
A R R AR R R A N M R R R R R R M A R R R A A R A R R R R R
-h. e e

3344

el Antl it
e
EHEID G

F11Y

— i e
[Earsrey RN

VAR STR A 45 AR 21-= ki &
B A AR R L (D21S1435. D21S1437 F1D21S51409)

&1 STRIGMIZER

@ R G AR A BN B2 ASSTRAE 5 AR I
N

® QF-PCRAGI 5 40T ()7 = H I 1.
RE— RN 272.0 mg, FE/K1T5 ml, JFiM0.272.0ml 289, 1II.
21 XY e o | E B R B R 25 A 110 1R s
18821~ =k fik &k (26281, TREER AR, HASTRAL S 75
ANBEAE NG ORI A () 25 Rk o TILL

B KBRS 2 AT B FH QF -PCRAE A ZE AT A,
FERIQF-PCRAVEFEERH F13. 18
TR B TS TR ASHEAT AL, A3 2% 1 e R FOX Y £
& B DB AANSTRAL i, YA b b &ﬁz/\ﬁismu 1o QF-PCRUJAS H R A ELF K F-20% 113
AJ BEARER T LONVEL FH Ath 2 A5 PESTRAZ £,
HF-STRAZ &%t H ﬁﬁﬁ DA ARG B 51 G el i T AR ) 2 T =

21 5 YLk STR o B3 2 A1) = S0 R AR (D215 11 %n D21S1411),
PR 21 SRR AR

g5 R PA/NSTRIEHT, N 2% fe 2 BARAE SRR &

FEAT



T/GDPMAA 0007—2021

VBT BB, ARSI ISR G R . BRI, 25 AR I VAR Bk S A, — MRS B BCR FIQF-PCR
JEHATIUE, QF-PCREG I ZS FAAE N IR A M2 Wi i — Uk R UEHE . TV, P HiTQF-PCREEAS REAT I FR 13
18 21RI P et f LA Fo A e B H S, AN BEAS I e B Rk S5 4 7 5, TR LQF-PCR&S R A VAT
5P 28 G i A4 R (R R AR UK 200 44%,  #0K Pi BY e ik s AN Ge i, IR AR XU 2450, 73%
(291,

(3D CMAZT T G 1 (1) 0 5 A

O FETlog2EM iR G HGITHE . Fid b, 48 NHCON2E, 1og2{E=0; X448 NIHCAHLN, log2fli=—1;
M3 NHCH3IS, 1og2{H=0. 58, SERRRIHHZZ M ZEM, HEN Log2H I ZH K3, FLECMAZ TR
PERR T 32t 1og2{B 2 BT 48 DI, 8424 SmoothSignal (AR MRETHE NECFIEE) MMedianCnState (4§
St R T DB A SRELWHb BT 42 DL, “MedianCnStatefi T-2. 172, 92 [a]E 1. 171, 92 [a]Hf,
PEINATAE A/ AR B AR/ AR IR A, A He T i S R A AR R

%% 3 ONV #MAY log2 ER %R

¥ D15 Log2 PRt H Log2 SZfrfl
1 -1 -0. 45

2 0 0

3 0. 58 0.3

@ FE TSNP R R A L5 A SNPIRET A CMA BT 38 35 SNP 23 28 5 1o g 241 T 55 4% DL B EAT 7 A
(El2m#E4) o HORBUR BEE bR A SNPAE S5 AMBEE r B D8] (AR BT 5, o) B — MRS = A S5 A B PRI
SH o KR ANREE S, FLERAT SRR 25 S AD & I I AR A 5 DR 22 B AR A B DR (1Y S S TR ) 22
. BAANAFIBEEAT RS S8 BIRAB 0. 5A1-0. 5. IEHIEM T, /A0S AA. AB. BB=FhIEH A,
WITADTHE, A TAAMADIE N+1, 2i4 -FBBIADE -1, 144 FABIIADME N0, [Rlik, 1EH —4knAT
WL =26ADSKAT, W1 AR S = ARG Mk & B AR/ AR R G I, Gl AD & AT DAHESR ik & EL I (I3
ML o IRAEHHRTEATSHEL T A CFERIRE LR O REAEH) - B AR R4
Eepip, JHE DUECRCN, IEF LG 1-P;  HtE AKX NCONXP+2 (1-P) =MedianCnState. K4
e 3 X P+2X (1-P)=2. 33, P=0. 33, HIHRA L1140 433%.

20—

T o2EED 1# 0 OfEm | 3EEDLL ROH Mosaic , Mosaic
15 | Gain Loss
‘ |esses
1.0 1999900 =
ososes
- os | sososay jpreas
csoe®
' (ros=me asoe m
<X e jmesese [erenes
10 _| oo Rttt | sesssse
I feosos e
20 L

& 2 SNP EFE B 54 N REE
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F=4 ETF NP 5B allele difference (AD) HE#£D1%

AR =1R4H
FRA | ADH Sk FFA | AD A S
AA 1.0 0.5+0.5 AAA 1.5 0. 5+0. 5+0. 5
AB 0.0 0.5-0.5 AAB 0.5 0.5+0.5-0.5
ABB -0.5 0.5-0.5-0.5
BB -1.0 0-0.5-0.5 BBB -1.5 0-0.5-0.5-0.5
2007 100%
150 | gt —b AAA
AA 100 4ttt " a e

050 AAB
AB 000 .__'____E_!_.—-—I——I'—'_"—'.—._H_—.—.—._._H—.

-0.50 m—— e A d—d—a——u— 4 ABB
BB -1.00-
-1.50 - ey BBB
3 FREILLHI— 1/ =tk BpEER &M al lele difference Bl
B R b fion "‘-S-J“WWm"*‘ ,,wWWmmemmm i " -

+ Alele Diflerence: 18 18

—-0.5
—-1

--15

1B-171067-ZHB_(CytoScanTH0K_Array) cy 760K cychp: SmoothSignal
A oo smmonser 2emn s 3 D56 SRR DA SMCINED AR GRACHGY MBS DRACHRD AN SHAENRD SGSR ORI MR SUTIED DN CRASED MG MO AR SHATHED NS DRMASNN DA SWRNE i

PRR: OMAZE BHLR13-=4h Ak, LEERI3SYPEAREILog2E N TORO0. 5208, # NHIE2 32 H, $#R13-=
RiRA . T EMedianCnState i ~#s NUAUSME LI N2, 33, Rk & LLBI£95933%.

&4 CMAZLERE R
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S TSNP 4) B8 T DL SBAF B 5B S B B N 4 T 4 40 M o i b ST 4 R
BAF=[B]/ ([AJ+[B]), IE% —{R4ifi=24kalleleZk /&AA=0, AB=0.5, BB=1. BAFFLILAMHTiR G IR FAD.
B8, TSNP AR LI T LK 43 518k £ R S U £ 1

L. TR A PRI A PR B 5 IR 1, A T4 G IETIAN CBRBB) 373 %6 (7 2 1 f
SENCERB) , T4 A R SE BB 7 747 B BR AR it . (P 5 MO ET 40 L, A=0. 5, B=0. 5,
ADHH LA S WS, M LS.

=5 ETF SNP SBIgY al lele difference (AD) iTEHRASELH

R4 X uNAii] AD fEIHHE A
AA AAA 3PA + 2(1 -~ P)A =1+ P/2
AB AAB 2PA + (1 - P)A- (1 -P)B-PB=P/2
ABB (1 -P)A+PA-2PB- (1 -P)B=-P/2
BB BBB 0-3PB-2(1-PB=-(1+P/2)
- Wt o gt ! ”,A.MWWWWWWM’MMJWMMWWWM%

WRA: ADRARRIB G REMAAAE MR/ =R G . © & BT —2%allelesk, HALL 16744, RIFL1+P/2=1. 15,
BHPA0. 354 @FAMN K —%kallelesk, 1HKZ0. 15754, WHEP/2=0. 15, BHPL0. 344 @F A T H—%
allelek, {HKZ-0. 156447, RIE-P/2=0.15, FHPL0. 34 ; O N —4%allelesk, HAA-1.15K4, RIE
-(1+P/2)=-1. 15, #3HPL0. 3/ 4. ADZE SLlog2 ratioZh BARF, WA AT 7 XEHIA.

&5 ETFallele difference (AD) By & 43 A =B &

II. FEREEEIRALEITHE: BIRY 8, B TAER =M E bR RIER, K AR L R
ARAFAEY I ABL E BRI M AT RE . RPN R WA E 43k, A=0.5, B=0.5, ADIIFHEANXFENEE. FIF
IRARADE T B 7n626 1, LG,

@ CMAREIN 5 43 BT IR R I CMAXTARAS (19 B3R 5 QF-PCR T 1EAH [A] o CMASS Tk A LL A1) = 30% 17 %

GARRIR I SE B AT S vEE BO, BRI 5T BCMA AT A H kA L IR ZE8% T 10% 311 BE10% 20% ] x4
32331, (HJE, 7EFERTIZHIR, ZOMAIRE A L1 10% 30% 1k 44, @it — 5 0 F e VR IRAIE

12
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Fz 6 BFSNP HHEI allele difference (AD) HEFiEi#r & LLHI

R4 i) AD fE 15 A 50
AA AAA 3PA + 2(1 —P)A =1 + P/2
AB AAB 2PA + 2(1 - P)A - PB =1 - P/2
BB ABB 2PA + (1 -P)A - (1 - P)B - PB = P/2
BBB PA +2(1 - P)A - 2PB - (1 - P)B = -P/2
PA - 2PB - 2(1 - P)B = —-(1 - P/2)
0 -3PB-2(1 -P)B=-(1+P/2)

2.00- 0%

1.50 ) ) ) ) : ) ‘ . L e
AA 1.00 - 4 ¢ + & ¢ % g + + & g

| M "
AB 000 sttt At

o ‘ S = ABB
BB 100+ = . . _

150 R — S . i

-2.00-

El6 FEEFIFIRE#xERal lele differenceEiL.

(4) CNV-seqZ3 #T ik &4 11 1 2 bt

@© CNV-seqit B RSk G ta 4 DB N S AIWHE . 789 QORI Lo v etk ) 2. B
(=4 WERALNS, B CRAR) BB SEhrp 2 2 R R, it ik$s DAL
TE2. 8B LA LB, $RORAETE =4 Ui g B R EE DUPED. 87 1. 28, $RURAETESRME DY, UiHR ik
o DUETE2. 172, 82 IR, $RORAFAE A4/ =ik s it E Y ERSE DIATEL. 271, 92 (AR, $RIRAFAE
R/ TARIRG R B, FE PG A S R W, [ I AR XORTY P A G AR 15 DB A
WXEAR P EE XM AL, YIEISE N0 XXYRIERXEN2, YRR N XYY EIRXE 8L, YRS
HR2; XXXIERXME A3, YIIERRAE N0, SEBRH PG ik R 2 Z MR R, R4Ell 25
XA [A) S0 R S S ik Bhva [, AR A A B SRR HY BRI XFNY (45 5B EAT 4 S A

@ CNV-seqfsifll 5 73 M (7 BB 0. 5 CMARI A I R REDRABL,  CNV-seqf -k & B A5 = 30% (1) 1k & 4
(AN 25 SR T SE vk v . BOORFE FRARSR AR T T A R & LU IR 2R 5% MR A 1R, FE I R AE A o i 4 ml e
H > 10% G AR JE B AR IR A, (R FLBURPEAVRY e 52 18 2 I 3R R ) BOST E P22 W, 5 CNV-seq
R A5 ik B E B 10% 30% FRIIG EL ik & s G UG — 25 SR L e VR0 IE o« CNV-seq il S A ik &5 1A 1 1
Btk S R X S @ WP FE . BdErE T RE. ME—reads$55) « ot EESE
RIEA %, AT RIONV-seq iR 5 B 4p 4% & 381,

(5) 7 T A% 2 AR /3 HrUPDIR & A 11 40 5 b i

6. 7. 11, 14, 15, 205 PR 5 QA ENICLE BIEM DG, W AOX Ee gL Bk S ik &k, &
B — 25 B A & TS AF(EUPD . % & SNPR AT () CMA B 35 T~ AD/BAF FOWES 23 #1, A] L3 et B 5% /) — 4k
(isodisomy) #k&. HIER 4K (heterodisomy) #x& nl i A 34 MLPA L A5 W THI AR R B0, B
JEIT K ASNP array. STREWESHEAT KECHIWT, (H AR EXHRA LB DAL AR

13



T/GDPMAA 0007—2021

FoER AR A IR E: © log2{=0, BI#EIIECN2; @ ADEILHA4H; & b —%&w flix
N4 BIADAE 2 AN LRI-1 CRUE SGE —R40i) 5 @ 1ER XGE 4k (BPD) SUPDHRA MITHE A
A HERT, w~HIVELETRIES,

%<7 BPD 5 UPD 2 & B E 5%

2 i 2 2 TR ITE

BPD 4 g UPD 41 AD i A

AA AA 2PA+2 (1-P) A=2A=1

AB 2PA+(1-P)A-(1-P)B =P

BB BB (1-P)A -(1-P) B-2PB=-P
2PB+2 (1-P)B =2B=-1

BPD 4 it UPD 20 /g B allele frequency HitH AR

BB BB 2PB+2 (1-P) B/ [0+2PB+2 (1-P) B]=1

AB [2PB+(1-P)B]/[(1-P) A+ 2PB+(1-P)B]=(1+P) /2

AA AA (1-P)B/[ (1-P) A+2PA+ (1-P)B]=(1-P) /2
0/[2PA+2 (1-P) A+0]=0

*BPD Zfffg: 1-P; UPD 4fE=P,

nnnnnnnnnnnnnnnnn

PREE: 115 Qs B EEUPDER S, allele differencefEM XA 4554L, W A & IIME NIF-1, Hlog2
ratiof A%, Al Piskallele LRAIME KZIN0. 5F1-0. 5, ARIE LR AT 5 H UPDIR & LU B N50% 42 4 .

&7 allele differenceltEUPD#R & EL 151

"
Alele Difference:-18 1.8

AR 23X Yt AR ESAEAEUPDIR &, allele differencefG44k%k, #x FAIE FE&WHIME NIA-1, Hlog2 ratioftitH
. HlEPiskallele LIMEKZIN0. 2F1-0. 2, MR R TTEE HUPDER A LLB) N20% /4 45

[E8 allele differenceltEUPD#R & EE 151
14
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8.2 FERIREAHAKILINGESBHEN
8.21 FRIREHHRAEORNEE

WAER, o T84 2R R AE P i G AR i A (0 V2 LR BROK R B T e B R & R O R HE 2R,
HAEAS e kit A ARG ) LS RN T VR4S SE RS HEAL . (U, T ZE8RiAAE, MRS L A B/
W R A R TS Fbm i, JUHAEVE et i SO AR 25 1) S W IR B AR AT 5 D, B
WAL SRR TCVE L R AR £, B AT AR H A= 8 G A 205 12 Wi o AN o] BB — DR 2 A . B A1
I R 38 55 K % e A s A% 2 R 5 2 I AR E R B E S, TP ml g i ik G AR s k12 . B
SR B R IR LT X T 72 BT 2 Wes 49147 OMABLCNV-seq 2543 T 38045 A0 T, (B AE IR IR SE kb, Y5 20
HEAT R N P2 RG24 7 8% 2412 W A 4 38 A% 20 3 T +CMABRCNV-seq.  fEIX PR ECR, 75 BEAHIEHL /> B i%
R4 BT 45 FAICMABLCNV—seq 73 HT 45 3

AN TR AL Bt AN (1 7= B2 W 7 RS AR, ARSI 75 SR 22 5, 0T G AR 112 I 75 R BUCA
FRRAE. W9,

| sexemmsmnemon: |

! ! ! !
GBS+ GEHZE ST+ By Edh =2k
SNP array CNV-seqakaCGH CERZESHT SNP array CNV-seqagaCGH
mEZ— IE2s =l [E5x3
RIS RE

EBInARTERS,
EIBETEIE

* QBT AR FIRER R AR, A IEITIE A I, TR WCRE P S K B L E .

#FISH: OFFEEREARE, FISH W LEMERS HAKELBIIR G (<10%) , If H B ICEHR L e R R S BRI LR
CUFEARA B AR AR 255 5 B RIRIREE, RIEHEILh BB ERE RS G R EEHEARRIE. @Y
CAARRE A BREE W) W A I, 5 FISH REMBEIRAS, IS & RIS RN RAE 2, Rk FE B HRE (I
WIRLAZ R 53 5 I 3% 5 CNV—seq/aCGH, HIH A CNV-seq ISR ] SNP Array BiE, i @ER) . @2 HiRG . M Oufkdr
BB EE RFRAIT, AEBCRM CNV-seq B CVA FHBISGIE, SEWE IR, BEEEHLEEEHA,

& 9 F=RTEK S BT & AN R AE [ .

(1) #2455 +CMABR A% T 43 T +CNV-s eq FRIASE I 77 58
KRHGE T BRI TI ok, FEL5-4CMA (SNP arrayikaCGH) B CNV-seqZh AT 40Hr
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@© A B =30%: X T QR IE R AR B R B F IR A4, B ECMABICNV-seq R A
IOAE % % A A T R WK A LU 25 OMABRONV-seq B I, B S0G3E— 47 A 055 37 40 18] J9F T SHEG ILE
B2, ST ke ik, S04, RGO, SR Mbric RS iR oA, i~
CMAEKCNV-seq Pl BB 12, I H AR & LBl HIW i T Re 7 E 2 OB S & MEE I H IRE X
B o IXFMEBLT, CMABCNV-seq 45 R ZIAR H 1% B 43 #r (1 285 SR AT AR FORRRE . 1R LU o 5
TGRS, SR E A7 58 B0 LB =R s i R A B, 75 2t — P ATFISHYGE «

@ A I<30%: #FCMABLCNV-seq&h RONBHME, P& &5 ARF, TTLASL 2T 5 CMABRCNV-seq
SEFONBAPERS, B D AT R B IR A (B P TSHEGAIE : FISHES SEPH RS, o LARASZ2 Wr, FISHSSE B9
PRI, ATCARRE C TTORAEM” NEtER G, BT “TITRAR” F5VEANUPAN & 5 A7 552 4l i 15
SRR AN HT 25 SR I PR 2 (A0 0 S ) JER T s R S B 7T 15, 2 75 Sk S I 4% 0 s 2 I8 n - et
Ias Gl RGO B AR AT

(2) FMAZ AL 53 B i Aar I 7 52

R A5 0 1T Rk T T Ttk A A, G — 5 R FAFTSHERE, JRGn ERmid (TTTZ0R &g &
ARG B AL IR, FHREEHE—PRIE) .

(3) B phCMAELCNV-seq Al 7 22

O BA A =30%: fn ERTIR, B B CMABRCNV-seq i) LA ROK: HHiZ 28 &k, (H LS5 Sl R
GEAEEAE SR, WIEE RS R R — R AR AT . 7522, 5 FHCMABLCNV-seq
A e 2RISR L R AR A4k

@ A HI<30%: R FH CMABRCNV-seq ] e IR 1 28 ik G i, 7% IR0 AU i 70 e s 5 o 47
BN FH CMABRCNY —seq s HIZ Sk G, BN S IRIK, BG5S &t — PFISHEGE

8.2.2 AEARBREMFESEIISHEIRN

(1) Bt fRIEREAE R R AR 12 W

@© H FTIE IR F FRILTCH: 28 B G (A A% 28 43 b vl LUAS: I 28 6 8] 78 Jo % 0 200 PR P e AR A% B 15
NAEBE AR R AR, (HETAA{ECPMEL S, 9K E Ge (A% R 43 0T 45 SR T B8 5 E /K AZ R o i 48 SR A — 20
A3t H T SR B e AR A% R4 BT 1 [ B 2 B QF-PCREZF TSHE AT Bk JE #2254k (13, 18, 21FN ke tafk
JEHLAEAAO AR, B3 [N CMABKCNV-seqiF AT I, 1 el AR ] LUK U 2% 6 344 577 )2 400 P A 1) 72 1 A%
ORI G AR R RS A, SLTCEE TN, WE— R FRE KR I2B0R 1M % . HFRZRIFNZ,
SR R TR GG IREAR T, ARG RS RBAART, W LR — P FKIRE; 5 585
RIVAMFF, WIS — 0 EKIE

@ Y RZHEAEM T, FKGe AR BT A1/ BLCMA/CNV-seq kil , 2 RIS TRMIR) 06 B 45 11 o X LEky
THEA ST DA R H mr beg) (=30%) B JLARBE R R A, AERZ 2 43 B A B v ff S L B S (AR A BL
i, WAL G AR R TR A ML CMA/ CNV-seq B F ISHAG I &5 AT 256 70 b B R B AR BRG] (<30%) ik
Gk CFRVEAVEAL & B ARE S 40 f s R A B A A 85 SRR 20D, B BCR A /K R B TR 41 AT FISH
IOAIF o 7FH P TSHEREME LR B RIS ML R, CMABRONV-seq ] VE R4 BB IE A, (HEUGE BN T A K
MRS B S IR R E 4%, WISNP arrayd&iiFCNV-seq/aCGHZE .

@ i A AR L R 318 L T AR U IR A A = B2 W e A RE AR . L0 B Skds T IR 2,
FEXS /KM 5, B T e LG SR & s Wimi 5 A B A RS AR . I Hii 4 5w =140 &
TEMRANRE RIS ] fE 2 ROA M AE D) Mt = H A, S EUR SRR .

(2) HORG Ok, S e AR RIFR D S AR i A PR A2 W

R AR T RS AR AL M. FISHAICMA/CNV-seq A REA 22 b, HEE 2R N2
B ERAZE (D .

B T 20 fds 3% 1T R U A EO B R I 5 40 SR G ik S i AR A R oy SR AR SR R R, ARE
K%, HfRgEih i RAEZREEER, Wi(2p). i(15q). i(18p). i(22q). i(8p). i(9p)-
r(13) 4 B3, B ATk xS i, UG — 0 R A SE K R 35 77 4 i (] HHF TSHAICMA/CNV-seq 4%
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E o IR AR AR KA T DA, (E A AN A 4, A7) SCikARIE T (8p) « 1 (9p) B8
ZARIE R A MR A A B, T B RAZ AU RICMA/CNV-seq /E ik & LBl A BR) “ 2877,
Bitn, —ANE LK A% AL BT 45 5 gmos 47, XN, +inv dup (22) (pter—ql1. 2) [40]1/46, XN [60],
SRR ELE 9 40%, CMAZE 3 yarr [GRCh37] 22q11. 1q11. 21 (16888900 18640300) X 2.8, SHiik&H
B 980%, 3 L BILF-AH 22 B 5 (H LSt FUR S5 AR B, KA 2 i A b 36 S Rl LB R
TR, 22q11. 2K SR AHE DUBUZ . 0. 4 X 4+0. 6 X 2=2. 83 1, B4 LUl FICMALS e — 8. 7EIXFh
BT, BATHREROTUGE AL, MiZe R TR IR E LBk R, TAZCMA.

(3) Yettfk i BEEZ OB (=10 Mb) k&R HI2 W R )

R AR T B Y AR R T . FISHAICMA/CNV-seq 4 REA iz Wr, HEZLS W E N2
HEIRANZE (1) o BN B B Az ik & R, @ WG — 20 R FHFISH+CMA/CNV-seq 4, %
A LI DL /K AR RS 740 IR TSH+CMA/CNV-seq &t M

(4) “PAlig B Gt 2 1) B HE B 2 A5 PR AR S A AR (112 7 S )

2R A A T AR o A/ B P ISHA Re A 02 W, T8 R 0 & — oo R AN
BTSN, HAESRIGIER AR (CAnRHAFISH) BCxEs MU R, & 72 AUk Oz s i & ik, SR BoAN A
WO — P IHIE

(5) JEEFHI

XFFEAMPAE ) i etk ORR Gtk Sk, briddetath) | MYk dEBE 0 fRin
HRE R E SR AR, BT RS AaARENARARSIES MR T AR LFHS, 7TieTEH
CMA/CNV-sea RIS I 25 S AN g HER S ke SI2 B A A% 2R 20 Je A i & B A, TR L o T S e i A S i iR 1
T T A5G 2B FTSH 3 Hr 45 B A i e 4 WA 1k 6 A4S 1 ZH R 1 50 A B 431

8.2.3 UPD WM A R 5i2H RN

Pt AR AR I i 2> 01 56 25 ROHER UPD I P2 42 « - ROHERUPD % 42 RS I AE X6 95 A PRI #f .- STRER FH L4,
MLPAZE 5 AR T X Bk A AR AN BURR, HARE TR R AR, A TERE 8 Yot PR BX 385 AR A A
ABEN . SNP arraysiWESH] LI 58 RSNPIIELXT,  Siit T ARSNP K8 4% A 15 34T UPD I ) 52 Rt &
EeBI B S, AT S B R R R PP, MR, BT CARENCsE SRS ek (6, T,
11, 14, 15, 205 4fk) , HARGERPIUPDER AR IR 5, S0 RAZOE & B AN =G
% [e1,

8.2.4 CPM #1 TFM R4

FERTIZ A, CPMATTEMPAS U AT %5531 25 B T 2K B 054G (G )2 4 i R 18] 72 53 40 i 23 B ARG Al
2P 2 S AT AR DG IS AE A I o T B AT I R bR AT 28 R A 3R 2 4 R [ 7 A% o2 B ) 4
BRI, DRI 38 S R R IX 3 CPMANTEM, 17 %k LA 24 [X 7 CPMER TEME) 2R o 6 T~ R AT 7= B 9% B ks 1 93 191
SEANIPSELIEE S, e 2N/ sk 517 J5 AR SR B A, 7 Bh T B HECPME TRV 1281, AR fE 4% Bk
ST BRI VETT 2% (G T Z2 0 A1 J) 1ML 3% 3 15 DNA o5 38 B 00 e T 600 72 A0 075 25 1 ) L 366 BT 2006 R b v )
(T/GDPMAA 0004-2020) AHIEPH %5,

9 FEIREBHREHNERIRKARZAIES R

9.1 NIPS 127RE8/LAEEE RS NI

9.1.1  NIPS F&0 (1) A2 fE % 98B 124 57 40 B R s 2 B I A A 9% 25 DNA, 5 HF 7826 B NIPS X CPM FrR) A I 48
R TR B GEARZR NT (GBS R 2R/ NaE B B4, HiE, —RIARERT
FAZ O (AN ETRANHE) A RER AT ARER IR J LA 2220 ik, B i /775 CPM L%, ANRE gk
PLNIPS 25 BAE AImRIZ T HE, NIPS JEBE A5 v XU 93 91 75 47 7= B2 Wi 5 el ffgie 1ol
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9.1.2 4 NIPS $E/R Gt R AR B ff fe ey U ), i LERAIG B T R 1. IEWAZAY; 1. JE#EAR4k; 111
UPD; IV. IEWA. JEREAEIREL UPD AFEAA MR BRIk, — 8850099 T fg 75 2247 B RS AGAS )
Z % SNP array 5( STR, A ReRfSLECHERR UPD: — &R0 ol Re AR LB HE B A5k ik & 44, 54T FISH
A5 I BEGIE -

9.1.3 FEELEILZRGAEA Ytk R A UPD B, i )L AT Re R0 — B AR R AR - e W AR R (R
8) o WfRJLA R MR T TR R, IGIKEIN % ERG )L E LSRG IEM AT e, Mg T
RNEPZ RIS, R IR . SNP array BER MAE RIS M RAE e e )5 %8, [R5

B

B AR > R AN UL e 82 FISH Al o

%8 BEICHH UPD TR R EEXRR

UPD 257! CEBAE/ PR OMIM(#) | EERH
A A ) LA 2 e R PR 601410 BILAERKAZIR . B ) L MRS R
UPD (6)
YR Beckwith-Wiedemann & | 130650 PERTFE R AR K. SRR, R
UPD(11) | 1 Hy HTAR UG IURE g U 38
AR Kagami-Ogata £ & 1iF 608149 FoKiEZ . MEEEBRL. BHERE . AR
UPD (14) R & AT E RS
AR Angelman Zi&4E 105830 INSKBE T RSO L O . T SRS
UPD (15) BEREIBRH MR
AR Al FE PR 5% i 139320 A FR R 55 1 Dy RE IR A
UPD (20)
BEJE Silver—Russell Zi&1F 180860 FILAEKSZIR . KkEE. = MIER. ik
UPD (7) AT E AR FR
BEJE Silver—Russell Zi&1F 180860 BILAEKSZIR . kIR, =Mk, ik
UPD(11) AT F AR FR
BEEE Temple ZEAAE 616222 BILAERKZIR, HAERKEIRS., IKHAAE
UPD (14) #H, WK JHMER T B3k E 1R . R R
HEMRA . BEPERT R, 50
SN NFNH
BEEE Prader-Willi ZE& i 176270 B UK T 2 UAMEFRNAE, L
UPD (15) WENERE. AKKREBZ. B OES. 1TH
7]
BEJE M Mulchandani-Bhoj—Conlin | 617352 GILAEKZIR. BAEEREIER . MRIER M
UPD(20) | ZR&1E

(3) NIPSI HFRENG FESE 13- =44 18- =ARFN21-=AREEAAE, FEPHPETRIIMERL & o 1% LE P I
PRI A S WO RN BN RGN R, RIEEIZAHNZESR, W UAHRLE AR 1~ Az Wi 2.
NIPS H ARSI AAMO AN, BR13. 181215 Be ik LAAM M e e i AR AN et (A AR BE A4 i X
o 308 H AR FE AR 7 T 3075 AT NTPSHFIZ Qe AR AR A5 AR A FEPE TRNME AN i, X R Gtk IR A A R 2
Ho e RIRAER AL, R Lh — AR & T e . B, Toiblin L ARl g e 5, B8
TR TR (R B O T KRR L, /BT fE /5 20T L 28 98 E) P ATiZ .

18



T/GDPMAA 0007—2021

2 R B YL O AR R A ARSI (R RO A e v, R AEAZ A 40 . FISH. CMA. CNV-seqZ5 6l 35 A A
TR A D PR AR AT RS AR A L BAE . bk, 0T S ENiC L SAE A e g tafk (6. 7. 11, 14,
15, 200 , ZFFEINHAT B AL AT B SR R STREGIN, B 5% ZRCMARR I, DL BFAf & 75 77 (EUPD.

9.2 FERISHIREERM AR TREEIERZFHFREFISH
9.2.1 HEWMETREBHFIERBERESH

O BB ORI AR RN & 06)LEE AR WS HEE B O RER, A
REA ARG R AR B, B ES G IR IR IEEGE 5 R B AT L5 B H e, D e 2 5 247 IR PR A 3 sl — 20
K B I 36T

@ ARIGFRA M) HAF TSHAS I Hx & 4 IR USSR T AR 2 T334 FBOR , W E 7K BRI LAFISH
FEARAE itk A EL B DAl A 00 5 %

® aCGHELCNV-seq il % & 4 O BURMEF XK TRISHE AR, HICEEHER BHE VS 210 T30, BRI EL
B (<30%) ik A ARAT KIS AME N % . (HZESNP array B4 3L K> FUThRE, 45 BhT FIKTUPD AT
ARG R AN, faRFEST, #HTTEF KIS UERATIRAE A — &R A .

@ EKIGUERS, #HZTL5 M. FISH. CMARL IS, A —3%, DAARESE 740 fa i) HAF TSHES S48 o 20 W
FrifEs WIJCFISHES S, T LACMAZE SN IRIEH @bt (BAF/AD S log2{H 70 s R i —20 .

® MBS FKEMEERA—, LKL RN,

® BIAMEGLUL: RBIRA AL 2K MIGE, A Z SRR 1Z A I 45 Tk T Im R AL 2 . H2,
YA AW SR LS RN, G200 R FE G R B R R R, BT PR AT SR IKER
5 LA 2RI DL 5E 35 i LG B ik & R 2

9.2.2 FKMBTREBHFIERBERESH

© BRERNEAT KRR, DL KR IS RAE ARG LIS 22 Wik H DAL e 8% S =
W, Jo et — 2 ks .

@ FARIENERFEAR, HICRHPE—HA B0, CMABONV-seqfE—Ff) Rl iy, 25kl &5
RN AR, BEVGE—PATFISHEGIE . Sk &2 56 LEF R EMERT, 22 kX
J& G R B IR AR AR R, B PTG ) LA SR I AVPAR R A AR 1) 2 ZA o A 1B O

@ FARMENERFEAR, HRAZE 5 +COMASRL 8L 0 AT +CNV-seqfE —H il 75 ZE0F, U A A (R
WA PR Rk i G, oT AL IZ W SRR A R I B AR R I &5 SR A — 2, 13— P 4TFISH
BSE. MiA Iz W 56 ) LR R ARRE, 4000 KIS AT R g 2 bR, @] PERAT
5 ) LZH 23Rl AVE A ik S AR IR ZH 2393 A 15 100

@ BHCZE ARG Y BRI AR B iR A, B 5E 3 2L A STRELSNP array 73 # LLEH A
T AFLEUPD,

9.2.3 BrmiMRRRBFIEREEREHE

JiF 0L R ARSI 75 SRS W SR 2 IR IR, 2. 27 /KA S s e Cu A AR BEAT AR MR S AR T 2. 4
SU1P B2 W0 R 5 I A A DA AR 3 8 2% FE 3 S K AR Y o0 Wy e EEAR R 7%, A U HL R I vy, T i
M A% 7Y 53-A P e R 7R A ke, EAHR 0 R e (HAE, AR R A S A T, L
FARAENF RS WIREA, 1A 25 L.

AR I AR JEAEAN R, 4 35 A 45 RAN R, IR ARSE RAERG, 2B AAR 1 P st
ISR 2 R ) G AR iR A 1 L, 39T O] o 5 RF A &5 SRONBIE, ANRE TS 58 /K ERER B A ik 47
5 ARSI 45 ROMHR SR, BT PSR K B K B IR & 1, (HRHIRE LI AR AARYE, k&t s =
1% L= KA 45 RO HE (AN DLBIAE) o A ESR K ARGl Rt — B BEAT I AR, = SO T
D rh IR JE R AR AE 75 A7 AE IR A A, 2 BT LA R iR 54, D R 2 RUR 1 2 B A s PR AE T AR S B
BRULA S My (LI R4 LS5, A AT REAF %R a1 A T A I Es ROVBAYE, W25 )8 EidesE
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PAAT REAFAEIZIR G U 55 7 IO AGEIN 45 R 28 Bt 5 LU MR 3K iR LU A8, B 7R R K A ik 5 R 4
A RE T EORIE T AN R A A IR -

10 FRIREGFEREFIRE S 0RE

10.1  FHIRB SRS EEE S B MBS MR

© ET AT W P A FEREA R T Qe iR ik SRR I G FI I 22 5, SR BRI N 24 25 iR J LA BE
AFEFEAG AR E RS, I ARG 28 MG R TR AE, 3R A0E B A2 Wigie. [H
I, N AR SR B A T tH A AR, RS T 7 B SRR 2K BT I P 6 E A A

@ ETA R RGOS AR BARGUERNENRE AR 2T, LR TR 5 KR JLAC B 25 At
T 5 A 8 SR 7 S ) A DA A ) 495 SR FIRAIE F b 2V, [RIIN, 25 30 2 DT 75 2 5 8 b S0 2 e 0 45
R BBRARESRNIERERE L, PEREZCEH SIRKSHR M, JHhRRETREL.

@ TINS5 R JLACEE, 7l Y A ik & 14 5 R A B AR S By — E R FE AN 52
P, BT H AT H29T FBANE AR, P2 a2 W i e de el etk i & AR B 2 S8R L
PSR S H R B R RO

10.2 FHIRBHFREEMEITEERRD

TEAR X A B PR R G . CPMANTEMSZ: IR VP Al TS (0 Al o A Hk A 448 2 7 S ek 78 vhom= A= I i 1k S
WA R, — AR LA R . B ARCPME U Wi I 55 1 41 UK 5 M Je AR iR &, {H /2 CPM
WA e S LK & S AN RIEIRSE /A ¢ 420, PREECPMIIEEGR M F N fa bk ik, JUF2 2, 3, 7, 13,
15, 16 5225 =fKCPM , W MNFZHIF % D) SIS ) LAE K br A &G ) LS e e 421, CPMS iR
JUEKZIR 5=, IR AEEARG LA oC, Joad 2, 3, 7, 13, 15, 16 225 ={KCPM,
Hrpbl165 ek octtfeom; FFH, 2Bt =i & sl FN & HRUPD, S5ARIERS R EA BE
FHOCHE B8], TRMI PP, BT HRARIAE L A0 22 57 B G Hul Sk Bri S G AN 5] J2 I R R
R Z 250 SRR RIS R, RS AR EAT 8L SR A A B BRI AT S5 K08 o a0 7= mi i A AR
I ) UAEAERE B85, X I LTS 0 B s b T 05 T £ ARG s 2 55 7 B 8 At S, 1AL
TG (PPl T JC A PR e, R b 75 S0 R e S A e W i A SRR AT B s &, T A T ) 4 L 25
Bo A% P2 R EAL & )G 0] BRIt B4k SR B IR, @ESRAR 2 A A KB AE R E TR, SRy
W JE IR AL 2R | 328 )L 11 s il PSS 248 Pt R R v 10t 7 4 B 5 22 P AL R AR AT R, B 8% 5 AR 11012 I f
ARG, FFIN5E G 2L 18 EERE T .

10.3 ®WIESTERELEHI S LIEERMY

7RIS W AR IR ) — N RS R PP A SR AR R RS HL ], S Martines—Glez 5 [ MRHE5Z R
S AN L] AR LA © B SRR AIE<10%: @ PR REAII10% 30%: @ HE:
S A H30% 50%; @ MRERE: S A>50%. i @B R AR LE], XTI PR TS VR A A
A RKRAmZE o 401 <LO%FRIES ELAFI iR FH 0K > 30% ) v U AR & 2 ARAEC L9 RO iR 5 A S st A7 FE I A 1) ]
AE, FLVELE (12 RURONL R RELE ™ AT A LA R4 9 ol FLAR AU RGN FL s @ A B vl REAFAE — 22 )
BRM PR LB &R, ZIRIX IR, IRRIZIT R4 G IR LR BLEAT IR « R IR & L
J& A G AR BT DA AR (1 EEAG Ve B b SRR 1Y) 2% S0 5 A9 491 4100 T 00 L R 2 ] g
CAEIG PRZIT I BRI, 2488, SCHRARE o 1) 2 A7 72— 8 I FE i fF . 10%  30% ) Hk 7 EL AR X 1T &
J& T IKIX s A2 K R R RN A AVEAL o 538k, i AR & EE A A I 5 R = B A7 A B A
a1>80% 90 e LB R &, AT RESBER AN AFIR S B H o (R, d1 TP AR AR R B SRAN ) J5) R
P, DLRBR Z 7 BT AH Q04 RO IR, i ik & Ee 9] X)) 23 3 B3 5 AR I (1A R AT S,
REEAE NP IS 2% . JEFOLT, IRE O S5RMKI K R T REA R IEA R . BRI 3t R W 2 A —
S KR B IE N, R R I R BLBAR IR S R . (BRI A LU B s (R AN BEAE D TR PP R
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—HEbR, ORI A R R IR S A A I TA) AR S A R 2 2300 A th R R MR R A S R
I H, SRIG S A 45 R s 02 B W RARAE AR JLRS AR A A I 45 R A B HEAT SR & VAl

10.4 RBEAFR={FHREENTESEE

Ltk = ARk A A 72 RS W R S LR A AR R B 2 —, ANFE YR = R A R TS A 56 4 —
B, TEXS DA SCERIRIE R AT S 25 b, DA G LRI TG PR S B h = 0 o 1 T ] B 1) 26— 1
RGO AR ARSI, FESEZUGHE (FEZLSHETM: RIREES) BRI
SCHR 51, 55 et A = A kG R SR RT B TR IR SCHR IR 4B, mT 2 00 o [ P2 RS I 4k 25 ) = 442/UPD
RYNLRERIE o,

ER2-=4k. BBHET-=4K, ZHONCPM, 4 RZHEILHA R RBIEY, EEBS W 1EER
JUVAEKZIR; FRBRER2-=1k, IBILTUSA R KRG (060%) .

A=k ZHEKRETFPRE, WE KPR H, ER M iRiEE D> . KRR A RS-
=4k, FRILBEA R KBS (O60%) .

AT =4k SREMPERR, MFEKHMEREK. KRB EREGT- R HA LA
SRR, —MCNCPM. SE/KIRG B T- AR T Re 2 EBEAEFEUPD (7)), J5 & 2 BRI A ILAEKZ IR
Silver-Russell1Zi&ME. F/KIRAMT-Z4K, JRILTUGEA R X FE (20% 40%) o

A RS- =4 R LEE S T RRAT AL . OE. BRI, —ME ) LAEKZIR . AN SOk E
PONE AR I AT BB A 1, B BOR FH I e AT A o R A L9 RS e S R R B P AR B, i LTI
Ja A RAREHE (<20%)

A TO- =k TEERIOAE. BEHE. WIAIREIE S . K2 HUE LA ™ E W G . FKIRE
B9-=A4k, JE)LTEA R AR (>60%) .

WA T3- =k FERIUNATI R IE . b 2R ahis. MR KL ZH8/BE55 . FKERE813- =14,
LTS A R H R (20% 40%) o

A R4-=4K: FEERUPD (14) FlCLEAE, iiKagami-OgataZi 5E (RRJEPEUPD) FTemple
GEAME CBERMEUPD) o KRG BI4-=4k, IR)LBUSAS B AR E R (40%60%) -

AR5 =4k SRETRE W, BUCEERENZERAA/EUPD (15) [AngelmanZiAfE (SQYEMEUPD)
BiPrader-WiliZg & fE (BRUEPEUPD) Y FIVELEAITEM; “E/KIR G R 15-=4K, BA)LA B 1S XU &
(40%~60%) .

RAERL6- =4k FERT AT RICNIGRRK B 2, W ILIRLRE EFE R R (N6 fa)LA
KAZMR ONERTE CERIFBEAE LD 55 8 WA RIEIRSS R AHE BAR ™. F=. B JLsEr:. ek
TR, MR . FKIRER16-=1K, JRILTUE A R KR (060%) .

A8 =4k RIUAIGILVAERKZIR ., BEEsia. OIFMIEE. FKRRER18-=1, BILART
Ja RS i (40%60%) o

RAM20-=4K: f5)LEBA R H FEE, L90%H EFHUR RiF. Bk EaEmBALE. FKiks
B20- =4k, FEJLTEA RREHE (<20%)

REM2l-=4k: TAFAERAE2L-ZARMEEREY .. FKRRER21-=4, I8)LA RIS XA
(40%~60%) .

A R22- =4k FERIONOME. EIAERIZSE . FRIREGE22- =4, LT A RS &
(>60%) .

RE Mgt R H . FTRIONAMETES 8 . AR T T Re B R R g AU 3 45 o

XPFCPMIT S, SEARG R R RAAE TR 4, (HR IR0 Y ik = T R S EUR 3
IREA 4, MMslER LA B R E A RIERSE R . HEfhiT2016% 21%ICPME: S BUE IR I RiE 41, e
AR E B ARCPME M B S5 R ) LR B B 5 AR RAEYRES /A 5%, WlR ) LAERKZIR. NTFRR L. Wi,
FORf. HPEEE, HAE, HRTR ST S IROE A A 240400,
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10.5 RBHEHREEELKKEITM

LRI SR I RO BS PR, B AR TR LR & 2 I LR 22 70 A B 51E, IE
e SRR E T A ML ik A AR AR BE =R 3 BRI . P2 Wb A IR LA G iR A 1A, 6 5R AR PR A
i B A R A A R A AT LR B T, FEATT N =R © PR 6 LRI A 2273 24 73
BRI E A, JBTHRRIREH, HERRERAR, T DZIEAT: @ X E—RAR
AR R A A, EARERERRAESERRIR S8 @ PR 2 R RO R AN /S A B R 5 A, L
AR TN B VETT DUR SRS OEEAT AR B A B ksr I, AT 4 T 5 AR AE AR B IR IR s (R LA
B R AR SR VR A, — RBEAfE DL EL B A R A AR AR SRR IR 5 Wi PR A AT 8 I AR 2 A S A AR 4 i
Congh A ORI PRI ) JREi & 200 s, R S AR AR SRR & DL, 2 iR LA HY
RE A, EUCREFACURAMNA ML HERERE . RS0 RS REE ARG A, N e U AR
DHARBEATIIN 3k KU R 7> T2 T IR R SC AT A ENE S, H Al i sk = G R i & 14 1 A XU
SR B B, BRVF AT LUKREZ 5 SNV/ Inde 1R A4 6 XU 55 2% 1D JXUG 8 5t » - SR XU A X
I 993 451 1) R RV 43 T 240 R0, 5% FN5% ™ 20% . AH, I R 3l ARME X 43 i ) LR & o PR 2200 AN 70 8
SE =R E KWL FT SRR Rk, BIAEZ b AT R 0 ARSI AR, 3R 38 SO A ORI AT 7 i
.
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