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Standard operating procedures for comprehensive CNV-seq testing and genetic
analysis
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il

Hil

ARSCAHZIEGB/T 1. 1—2020 ChrEAC TAF SN 56180 A SO RO ZS R RS FEREN )Y i E
B,
THEBEA S I A AT RE B LM o ARSI I R AT HUR AN AR EAR & R Y 54
AR B BRI g 0 R B i
AR AR AEL b VA 1
A E AL B BRI R AP BHERE . AL R AR T IR A R RIS R et A
RAF . RUEREARTARAR . a8 s~ ANRERE . #T R 2 G R ™ BHEEBE . Rt
maghrfgle . BT A RER . MM KER—HRERE . BPURF R BRR . WAL & SRR
LV agh R iR . BOLERERE . AHREE = IEER . AR R FEER . R KS: . Fregiin
ahirfEpe . PRYNERIERIRAT PR AT« 1M Gtk B2 2 A 4 O A PR 7] B 25 B A 96 St 06 = A
BRZAF] .

A EERFEN: AR R BRI K. RO, B4 E. 5KE. MIE. 2. KREAE.
R, DI, . MK, B, AL HOF . REEME. IR, ATEE. IR VP
. e, REIE. E2Ph. HBEE. FE BRI EH K

1T
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El

B S DR A AR s R g, 5 LA 5% (Copy Number Variation, CNV) Al &2 vz N F 7=
B PRt fRRis Wi . ¥ 30 B F+ AR (Copy Number Variation Sequencing, CNV-seq) &
R PR, mIEE (RS, TR PRSI S A SR £ A 2 32 (R 4H R B ok Bl e 4R AR S 11
FEFEZ — AR, BEECNV-seqfi RN Z N, AT WAhEh = 8 8 e . 235 ikl i &
WL, KLU0 S SRIEE. AWME B oir. BRI GRS AT ER, &
HR AT IR 25 BT AR S A LAY B B R 22 R OUR R .

EEHE R F IR MY %< (Anerican College of Medical Genetics and Genomics, ACMG)
SimRIEFRHZE P (Clinical Genome Resource, ClinGen) HZFHT20194E KA 7 ONVAEIZI8 g, BN
INRAT T =R AR SR (HAESERRPAT 1, AR ARSRHEAT) 52 SEao A I R BB . ARG B 25 b
RS B 2 SR UL S B0 P RS 7 SRR R 22 S SR TR B s ), [R] — R IR A AR AN [R] SIZ 56 =5 )
SE RSN A KA. BeA, ATIREEARAE R . RIBUE SR e (BRE PRI 4 1 e )
B R AR ARVE RV S T IR Z 5 —FE . SBIlRIRKI2YT 5 B A& S kR N .

FHIEONV-seqFi R ARRL M3 5 8L R TR R, SRS EE ., WF . 28R
B e R AR R PR B B G — B BRAE I A SO o ARSCAR I St A B T kb S0 B TR 22 e, 4
FHR I 45 R HER . R A — S, HESHAT L REAE R R .

]l

I1I
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CNV-seq &Rtz A iz 18 St Alse

1 SEH

ASCAFE T IT RECNV-seqf) it RE R R IR AT 5 T S B EOR, WARFEACRELL L, st
ot AR MR 1R SRR I BOREOR R gL E

ARG T IT RECNV-sea BRI LI . PRI IOy IR PR SES6 S RO DR B = I LA, D
Wz W, - ER . JLEREIRS. B MERG. 2R B AE S RS 75 R S EOR K
i

2 MuMsIAxH

AN A R PN 2R S S R S | T A RS ST AR A AN AT D R 2k R e, v H R 51 S,
A% H AN R FIRCASE T A ASEH RS SC, B RA CEIEITE M) EH A
A

GB/T 22576.1—2026 PESLIGE FimMAE SR ESR H1E5: @A ER

3 ARIBFENX

THNARTE R E SOE A T A
3.1

DTS copy number variation; CNV

KA1 Kb A bR R 20 K R B8 D108 sl b .
3.2

OB ZMNF copy number variation sequencing; CNV-seq

EFEHEENMF (next generation sequencing, NGS) FiA, IR ERIEEHNF (low—pass
whole—genome sequencing) KAENNEEForHT, R AIL R 20 R CONVI 7%
3.3

HEFIEARE haploinsufficiency; HI

AL FE R ThREEAR (CanBh el Thae e R A7) SECERYAEA L, S0 5| R 55 1
MWH
3.4

ZREFNEEK triplosensitive; TS

FELR B AL PR 2 X 3 DU (CinE R FEGRE Yl mRe, gl RE A HE I
3.5

JE#Z(Z{K aneuploidy

et REH i B A R B A () S HOIRAS , BIGH P ih — 25 B 2 2k Gtk tH B A A8 i sk 2 (21
AR 18R RENLERIES)
3.6

HATR de novo variant

TEEEMEFE IR KA RIS EHME— 7 BE AR 5 .
3.7

4B co-segregation

EBERRF, FreZ R 55w R LB .
3.8

JEH S E non—segregation

EFRRIBEF, T 5 5P%m R AR I [ A SIS .
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3.9
AELINE incomplete penetrance
517 B0 2 IR A5 S RO A AR R 430 3R BHURH 2 075 2R T IR I 42
3.10
13K A phenocopy
HAR B R B At 5% R R S 30 R A R EHE R I 4L .
3.1
BREMAESE maternal cell contamination; MCC
5 LFEAS HR RN BEARAH A () ISR o
3.12
S22 HF4H reference genome
LG VER AR LN ALT A1, B3 s Ee ) 2 e AR .
3.13
MEFRE sequencing depth
i e DR 2 X 3ol Wy e B 7 i TR P 35 IR
3.14
¥EIZE copy ratio
REMFE AR 5 23 25 5 AR A i e 22 ] 20 DX 38 1) 000 3 9% 58 B A
3.15
BYFHIH unique reads; UR
JR UGN 7 H e 20 B e, PR R — B AR AR L 22 53 5 R A 1 v o =0 3 A
3.16
SKENEB coefficient of variation; CV
P22 5 FRMEM LA, H T8 25008 1A B ERE .
3.17
PHM &% [X |8 positive reference range
ZIGUERT S T e B g R A Y
3.18
JEEFIEX untranslated region; UTR
mRNAZ> ¥ H AR 1 i A O X B, AR -5 im a5’ dEBHIEIX (57 UTR) FILLF-37 i A3’ JEEH
PX (3" UTR) &
[SkiE: GB/T 29859—2013, 2.2.6, A&k
3.19
SMEF exon
AL AR R ) — 5y, 7R8I 5 S0 DR BE AE BRI BE LR 7+ BT 41 o
[RiH: GB/T 29859—2013, 2.2.8]
3.20
AZE&F intron
AL AR R ) — 3058, 7R8I G AR DR B AE BRI BE LR 7 1 T 51 o
[3RJE. GB/T 29859—2013, 2.2.20]
3. 21
B3R 7K transcript
B[R 3 S5 T2 S 1) RS AmRNA T 41
3.22
TE X /5K mRNA [Zf# nonsense—mediated mRNA decay; NMD
A 0 AR S R A B BT 28 1 R - I mRNA ) M AL
3.23
NMD #j®&[X NMD escape region
g A g BE TS AT I mRNABE AR AL H X B o
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3.24

HeiEE proband

K 2T E S 12 B 52 0L A I 1 B AR
3.25

HEE carrier

T B 203 25 (R 2 & A8 S AE AN R B3 2 2 (M

4 HER&IE

AN G A IE BT AR S

ACGS: I RERHARIF 2 (Association for Clinical Genomic Science)

ACMG: EHEE #fibF 5RFH %2 (Anerican College of Medical Genetics and Genomics)

AMP: 3 TIREE¥#1p2 (Association for Molecular Pathology)

ClinGen: ImARFEFRHBVE (Clinical Genome Resource)

ClinVar: IR 5452 (Clinical Variants)

DECIPHER: A Byt b AT4 5 R A EYEZE (Database of Chromosomal Imbalance and Phenotype
in Humans using Ensembl Resources)

DGV: HEFHAZ REYEE (Database of Genomic Variants)

DNA: JEZHEZER (Deoxyribonucleic Acid)

GRCh37: NZBERHAZSZEFHE3TH (Genome Reference Consortium human 37)

GRCh38: ARBE[KH 2745238k (Genome Reference Consortium human 38)

gnomAD: FERHERBEHIEAE (Genome Aggregation Database)

MANE: 3% [H [H AV EARAS B A0 5 BRI 73125 22 52 56 = WO AE 7015 2. 220t 58 B DL L v R I H
(Matched Annotation from NCBI and EMBL-EBI)

mRNA: {Z/#RNA (Messenger RNA)

OMIM: AZBFTE/RIGALEEZLEIEE (Online Mendelian Inheritance in Man)

PCR: BHEFBEZ ™ (Polymerase Chain Reaction)

PVSL: @ H] T HIE R oA 7 (B ONV) BB SR BUR ISR (Pathogenicity Very Strong 1)

Pfam: = HAFKEHYEZE (Protein Families database)

RNA: #ZMEZIR (Ribonucleic Acid)

SNP: HZHIEZ &M (Single Nucleotide Polymorphism)

SNV: BiZH AR5 (Single Nucleotide Variant)

SOP: #riEER/ERER (Standard Operating Procedure)

STR: 4 HFEcEE 4| (Short Tandem Repeat)

UCSC: MAFER T KFXTLE 20K (University of California, Santa Cruz)

UPD: HA3E 4K (Uniparental Disomy)

5 HMEBEFRENEHARMNBEREREZENE

51 KMENEREH

CNV—seq6r il id& HI T 7 BB A 4 s G5 A0 S o LTS 2 075 28 o XURG B vs e E R S = i NE . DAY
KEIBGE. B bahs. BT R R E2 A WA LR &, TR T RER™ . JEiRSEA R
Z SRR R HE R . FEACR SR AT RO AT B A% B, SRS E IA R VR, IR R AR T 2 i A B R
A, NAE A AR VT B BOR BRI FIR X W AN I LA I A ), F %
K PO I

5.2 FKBEEHE

CNV—seq/far il Frpak A 5 S AL S (HANBR T-BA R N 25
a) RIFEREAGE: W4 FER. 28 EmBE RS W55
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b)
c)

d)
e)

116—2026

)

I RARAEAT S5 S AR AL R L =% 07 2 e U
LR

ERFEAGER . AR (k. BB, Brii. SMEMSE) « REEHWI SR, FEACE;
K H - A0 & 7

IR A B kR4 B4,

~ R RE L SRR S I ARSI

53

IR BRLRIE S RN, B SN AT
5.3 HMBERERESHE
CNV-seq il ity 04 B & BN A S EAR T LR N2

a)

b)

c)
d)

e)

f)

r H R S IR T IS IO AR S R A B A F I RIS T (o AR RS
FH . S REHE . B OIBERG . KE RGN R R O, WIS R N IR 2
Wr. WS PG 18 AR K G SRS KR, JRE I A R B IRK 225, AME
Nl RS W B PR R S ) P — K A 5

I RS BR A - I B JC A I (1 A2 S SR AU AN R A X, Cun P PR SS i ELE  R T EAR D R
ISR ER . ST R AT R ) G A IR BE . NV T
2 FEATRIER CANBREG S ) S HABSA R A BR ) T e S SR A BB B s 0 B N 3
BRE HAA I i R R A R e R A R, BRI AT S 3% A

JRRSE 57 560 e B A SR ABE DA R Ry S TG 5

R 25 R SR« N AR S S0R P ) 70 SRR A 0P T RETE « AT REAR HY I PR R SCR W A2 57t 9F:
At BT R RIAIE . BUWPE > IS R] BRI BRI A, DL AN R B A LA
B S ECRE B WIEAE AR A B 38 COUPRA A . BT R BAME A FE TR AR REA TR
A7 DRAF IR B 850 3

FEORTE I . X TRPR TS 2 RLCAT NI T 0 22 a0 AR s 00 S D, 2 B 158 00 o ik 28 T o
BEEAER B 75 R0 AT RE S BT RAE

82 31 S 60 155 (R A SRR ARE 5 BB AT b b v s 5 A XS UPDER A 5 W SR A 9], ELAE RN
[7 A5 rh A TS D TR A P s PR I S A7 IR FE A I T 3%

6 HARERTHER

6.1 HFAREEXK

A S0 = NOARSE A I e B, B ML S AOREARSRAY, AnAh I SEOK S i 443 R Jk DT ZHDNA
Fo NFAFAKRRREZR KL

R AERAFEBREREK

HRJEAL B AL EDTA % %4, WA =2uL, ¥4 )L/ Fs i = 1l
FL[FIZH DNA =500ng (#AK 50ng)
AR HR ) LAEE LRAZRABRA: =100mg 4144 A% 15 & sk /R kb #E
K HEEZAE N 16~24 Ji; 5~10mL; 15mL B§0ME

6.2 HFARTHEEXK

FEAIE Hd FE BRI JEGB/T 22576. 1—2026H017. 2. S BSR4, IR N FE 524 E 25 B 1. JE M 52 31
SRR, DAORTEHIREARGRAD . HERR AR S S, TR TCTREE RS, ARk AS TR S AG I 435 R () v

ft.
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7 RMRAEER

7.1 BARREEHEKX
711 BARERESEY

71101 S = M) B A A AR AR R SORR A, X AL AR A N THT 2 % 8 R SR AL
7.1.1.2 FERFFEUME—1EEE NI :

a) REAY: FIMWIREITE . BIRAE. DU REUE BA A

b)  fEIEIEEAN: AR R E B FRORAT . 1%

o) SUfFERR: AfEFEBIEE A,

d)  BEREAL: Tk S B R R,
7.1.2 HEEREEMFIE

7.1.2.1 SRS S NARYE A FREAEA R, AT 7870 MK, ST IF I A A SRR ) 5 M hifE - CNV-
seq RIS DL DNA J5i & . IR R RRRAITS 44 (MCO) JRHIERTHR, i MEARRAVRHELR G ITAL, VRS
PrAERLER 2.

*2 ARIFEREBSRITE

FfEAAY A bR
SR ?Eﬂﬁﬁi%ﬁﬁ@ﬁﬂ%ﬁ@u TRFEEN; MFEEIEMAGRa. JoE. AR,
LRI %
FIK (e GG STR A HERR REE4H Y5 4
%G I N ILSRE s STR ARESSARIEYE (520 Sh A I DNA LX)
Jif 7 i [F] &1 LA 5t o e
o S R AL ;EEFEEF%W ARAEFIARE /K bR DNA ARFEAE;  BORF I [ AN B LA DNA J57 580 5 SR E AR

7.1.2.2 AR TRNZEINFREA GRKL SE. B ROEIE STRASIIHERR BHES 4, #0RFEA SR
PR B e I35 SR A 1 A R e
7.

1.3 AHFERNERERLE

7.1.3.1 WAFFERMIRHERREAR, BT IR EGR R, CRAEER . BB SR, M
KA SE R, B2 A
7.1.3.2  AFFERINESRFEAR GG EAR T LU -
a) HEREA. CEEM. FE/RK DARIRIE. DNA ToIEHREL
b)  SREEUFIL: JERATEVE. REEAEMTS BTk . DNA LR ARG
c)  PUEGRITH: AR AT REE R PCR §14.
7.2 LB EEANFRERLEERT
7.2.1 ERNREEHIEXR
SEIG =R ) 5 N T N A DA N R,
a) ANREH. WA RNEEEARE) . G G LN, e rae T Eirah, PLE
DA N HEAT B I B A
b) WA SIAAE B A B NI HUE B gEYT . RUE. MEREIRIE R IE 3 FIRNE R &N A
¥ B HE A% o IRF S REM M HATIOU . 847 R, SO A S i e,
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o) MRAR A PARALIRALAER) SOP T AR, ARHESCIR N R E T . KD IR (FEA
BOALEE. DNA4RHC. #FE. 3. ENUSINEE) MBS A BIVEFIPH I S i . [
SN S FEASHTACEE . A B ot e AR N SR R A IR A AR

d) RSB SR REICHEAGE . PUEAI RN . iR, SRR, 1ME IR IRAY, W R
il 4 R AT E .

7.2.2 E[ERIFEEXK

S 06 % N2 N I BUBL A A 2 ) = ) Jo B VP B RE 0 SRl v ) Clun R ¢ I {2 i v AL Y
FEREIAE) » PRAERIN A R IHERATE . FTE B SA R X = 6] B PP el gE /) A 45 Rt AT e % . 2
B SV, HIUANAT S IAE R, BRI SR A 1 i S8 A Rk o X T 1 T A DR AR I H
VARV e SUE S I =R A L I S

8 HESITRIZEMIEEK

8.1 HIESFHTRIE
8.1.1 EESTRIEMNES

CNV-seqfd B2 Hriiife = B2 48 NI T FHLEE T 46, Sk, text. et GetikdE s iam
CNVAF BT A SRR D IR, it s B AN AR (S 45 RV AR s 45 3N 5 SLR R s A% 0 A 35 e 2l 2. .
SIS 2 0] K B i AR AT IR AR B R A TR . TR SR R O 3K, SRR S A R A AR g
AT REGUE, AL 2 TURA 34 J5 5 T TR
RN RBFE LMY, B 1FR:
a)  TRALER: XFIP FHLEHE AT A BRI Geit, SRR S WP SCFE (L4031 DNA
FBES)  MFkiE (Lane) RGP HIE. JRIGTESE. Q20 (B EAE>20 HIHMIE L
B>« GC & (LYIER R MEE f7 bk &
b)  HEXF: SRAH BN B IR GG 7 A B BN E S RL R4 (GRCh37 B GRCh38) , SEHLKE A 4H e
5
o)  EEARGEESE: Gurhil IR AN 55 I R B o 2 DR A X3k A SR R 2 I D 13 2
HETSRE O XS FIEL 6C FEEE R
d)  GCAZIEFFHARLIE: WKIESH LR A AT 6C KR IE, FFIE T RS VIR AT BHARL IE
e) Yo fRAEFERE AR NV AT : R IE B G i 2E RE I AT Yo AR SR RS AR RN ONV G 5
£)  ERBEL . XWAFE T BAC B ONV A IS ds b AT 8
g) SRR XRLH AR A5 RAT 2 RS BER
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7N
i,
o~

N

( ANESH EFH G—ﬁA—+ ket
// Z BB 1o /Z;ﬁk—+ HAAF S5

Y

GCRZIEFIRE AR IE

A 4

Qe R AR MCNV AL
iy

)
\_

1 EESTREREE
8.1.2 HEHITRIZMAMSEXBMIHE

S8 & NRGE R I T ik B L&, S+ QS AR, A Qe AR R AR S R i R P
A5, RS XAEAT TEREIAE, PRAEAS I REW A2 TUTZEK

56 7 A BT AR LR S 25 X IR) O iR SR (7 S ST 1K), SR = MOUE Y — 8 B ) C g 2R
FIREABEAT AR N SCi S B @R MRREN, N AAT @S APES X RIFIRIE . Bk 225 X 8] 1A
59Ty 2 1 WL B SR B .
8.2 HEFREH

S0 S N7 20 oL 6 U At o A R K SR AR AE S SOP s BT 4 CNV—sea T~ £5 R0 15 4 1) 1)
SEBME . JRAEFR bR ARG AT BUTH1 (Unique reads, UR)  FRKGCH & &Y talh)/5 51400 —

7
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TAE P Bh 2% (coefficient of variation, CV) 2%, J5E BIE SR 3 TR FH ARG D7 & R 6l 3
CUNCNVAS I B =1 MbEK =100 kb) S IFIGE . 0 I S5 1 SRR 1 LB 3 C

o R A LI I ) R B A AR, T G S 7 T NEE o A R . R s R R EH £
CEA VLA AT TR 20 BT IREAS, L Eh 22 /D P 44 B A AR LT I B AR N MO IF e Bl 3% . s
ANEHEFEAR, MNEFEATREAR R AL LONATREUS Z; SEIAA G, S230 = B 5 1 PR 1A @ v
i, W€ EEEAE TR, MIRILERZERT.

8.3 mEERE

SR % R PR (AT 6 S SO N AR IE o BT B (Cut—of £, HLBMEARHERLAE S
Yo T B RAKYE A R (YRR R A BRI D SOV BORNEAT R E . 7
A B L e s 1) AL PR 3% C o

8.4 LER¥IE

B 73 A LT 22 B Wt Y A5 R S R SR TR I PR R R AR A E AT 45 R, W DR R
HERf . ATEA

8.5 HFIRIFERALIE

XF T A RAL T VG AR AR, SRI =S 2 BB AL, iR as R EE. Bra b
Vike BUEBCE SR R A AN BE Y N e D RO ORAE, B R A VURE AT IR &

9 ZEREEEN

9.1 2N

TR AR R R e R, E AT iR S

T TR H BIONV, B T EOR VAL, FFAK BB 5 I A iR A

FRAEACMGAICL inGen® X ZHAE20 1 94E 42 HUIK F8 7, ONVIERZL 35 L A0THEHE 2% H , AR S B Jxt B8
DB SDHD. 1, ONVE L [FIFEM RA0TUEYE 2% H , BARE H KA B8 I DD, 2. XFCNV #0314 7
il BN CA R TN 147

a) CONV I R [P0 N 5905

b)  ONV J& 75 6 75 7] AU 3 R B X 45

c)  ONVAEBEAmIGEE R HE,

d)  CNV AH I STk S B0H P 22451

e) ONV s X J 3 Rk o .

FE: NV 5 3 8 R4 4% B R BN, (AR 26 3B Tt A 25 5 s ASCIFFE S8 /R 4l b, X sk 5

AR BRI SR 2% B I . AR I TR RS T, AR ATX 4.

9.2 THMHEEFEENEY

AR5y B FHUCSC. DECTPHERSSEHLHE FE AT AL 28 o W20 PEA% B LA 5«

a)  FRPPAL ONV A3 8 A gm it Ft R sl HoAth 2 5N 0 B TR o/ (Wi sR 745 X48) , 1F 0 43

b)  FFVEAl ONV AR AL 8 A gw il L R 8 LA E B IR o tE, SN E SN S TEs. EE
o BFER. JEgRES RNA 25, 1+-0. 6 43,

9.3 IHMEEERERAXBEEN
9.3.1 EFFEREXSEEMITAEAREREND

A B AEXTONVS ST (R SR EA R (HD « SfEREUE (TS X, DkECHE
P %y 5 R R 35 R 4L X 938 140 B B 55 WL R AT A o AR 220 C1 i nGendfl) B A 14 [X 38 B 5k DR AN FH A 3549 VA
FEVEALCONVIAR 52878 (AR BRER 52D W75 B 50 771 B AURR I DR RN X 3k i A48 5 288 — 35 X T-ClinGeniPAh
F 7 ORI RN X 35k, N 2RV CLinGendg Ja — VR HI, & HEIRE, BERRESE LR S F
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BRI CLinGen T 45 Ko BEATIRALIS, Frid S AL ERFVMANE select (FEIL) BG3rAS, 75 JCMANE
select¥esgA, FIEFEMANE plus (F7JR) He A B At AR MR 1K KT i v R e S AR

9.3.2 O SEMEFEHREENRXEEBOTE

9.3.2.1 FFiPAl ONV SEL S O M7 E UL, 55 O e A EBURXsE =S, i1 7.
9.3.2.2 fFVEAL ONV 5 O MF EBURX 0 EE, 110 4.
CUAf P 7 B SR X Ik b, 320 KR I SR AL K e, 5820 IR EURZE K MR B i e e ES
AR EERHE, BB LT RN
a)  FriEAl ONV SEeE & O M ERUR X, WATEES;
b)  FEPEAl CNV 5 2L 751 U X I8 0 S50 4 5 Z X301 80% LA _F, H.E B X I N 25 [ g
R 5 iZX I —5, T NEeES;
c) AT EURE I O A ERBUR X, TPl ONV BB iZ R, NS ES;
d) R B R R A R RUR X, SR UPAl ONV ANEL Bz, AR S S
e) X T EURER AR IR ERUERX IR, SRS a) o b)) FiAlEER, NAUNE S ES.
e OHE MR ERURX IR, B2 S HURTEITAG  TEHE 784 10 5E BRI X4, (5 Ao 2%/ o 0 25 A AIE X 35
BRI Bk, S4B LR O R (117021, 318k X BRI AANSL 361K, 3543 1 o WA Af L AR B0 32
H; PRI e 2 E SR E MR, 55 BHE .

9.3.3 CONVERESRAFARY HI BEEBHIT

9.3.3. 1  fFiPAl ONV — il s A2 T HI JERI A EE, H7E R 5 UTR X3, R 37 UTR) , HR¥E 78 o5 Yo [
47

a) BEAEWIGIX, it 0.9 5

b) AN 5 UTR XIk: #1% 5 UTR X3 SCrkdikiE, i1 0. 45 755 L SCERkIRaE, 1F 0 73

c)  CHERIRIERNCANTE RS 5 UTR XM B kAR o@D , HABRAD (i SNV) RiEH .
9.3.3.2  fEPEAl ONV —imlh A2 T HI JER N EE, H7ERE 3" UTR X3k CR K 5" UTR) , M4 78 76 u
s

a) &5 XBACHAERIGIX, 110 47

b) 7R XA T 37 v NMD B IR X DA . 5 SCHRHIE S B D e X 3tk s A8 7 X 3k, H 0.9

g7 AESCHERIRGE, TR 0.3 45
c) B XA 3 i NMD BBk X 2 B A X4, 0.9 4.
FE: JER3 SHNMDIEIR X A7 T %3k R B 5 — Mo B T BLR ISR —AMNE T HIBUR 50~55/ME RIS K, T &%
DECTPHERCH 22 Hh 4% 35k [KINMD 8 36 [X. 11y EL A4 fr 5

9.3.3.3  fFPFAl ONV Wb fi I A7 T 17— HT LR N E8 GGEEI CNV) , B2 HR SNV AR S48 B AT VEAS
HZ% 2015 5= ACMG/AMP A8 53 73 24 45 55 S Hor SChi . ClinGen % SR 41 A b 78 2 AT LR PL & ACGS A8 5
A3 SRR R RO T PVST AESE T A8 AR o TR 43 SR U R

a)  TA{HEH PVS1, 11 0.9 4%

b) A PVS1 Strong (5) , it 0.45 43;

c) A[{#F PVS1 Moderate (H1%%) , 3+ 0.3 4

d) T[f#H PVS1 Supporting (GZ¥F) , i1 0.15 %

e) PVSLiEHE AN “AER” , 11047,

9.3.4 CNVEE5A#HI EEEEMITM

9.3.4.1 FEVFAL ONV B E —A HI 2, 1F0 ).
9.3.4.2 FpiTAl ONV Py s W s 202 [Fl— HT LRI AEE CIELRI A CNV) , B2 SNV A2 5745 R EAT DA
HZH# 2015 G4 ACMG/AMP 48 77 R 48 55 K Hodb SChi . ClinGen & AL #M 78 2 WU IR DL & ACGS 4% 57
Gy % SE AR R T PYST ESE T ASE R o TG SR U S

a)  Af$H PVS1, 1t 0.9 4%

b) A[fEH PVS1 Strong, it 0.45 43

c) PVSLIEHE N “AN&EH” , 1104

d)  MImbT AL TR — NS NES, 10 4.
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9.3.4.3 FEUPAL ONV —ANWT AL T HI JER Y, HA2ZE RN S 0T FER BB A — S F AR 50,
110 4%

9.3.4.4 FEUPAE ONV —ANWT AL T HI FERIPY, HA2Ad RN & R 7 IR 5 HI R e BeR M —3, i
0.45 7y

9.3.4.5 FFPPAl ONV —/ANEFEANKT s AL FE HT ZERI N, 11 0 43

9.3.5 CONVERATFEAEFIEA B UM AT

9.3.5.1 X CNV SRRAS S, 35 2 A K LAk HT SR 4R35 SO A5 vPAl CNV WAFFE R 2D 1 AN HI BE [,
i 0. 15 43,
9.3.5.2  HI TR 1) PEAL LA DL T S5 )«

a) A7 CNV A7 S AT AR I HT R RS, SPEAS 2 75 6L 5 Tl Dy HT (21 5

b)  #F ONV fEE LN TN HT LR, 50—k, el & s

c) AT OMIM A WA i (1) SR s 18 AR B XM X e B R 5 % (2 A 5 1 1y 5k LR b A T PN 5

d)  HI 5 %44 B[R]} 2% DECIPHER ) pHaplo fE (pHaplo>0. 86) F11 gnomAD f¥] pLI {& (pLI>0. 9,

PG afR 0/e<<0. 35, HYEAK 0/e<<0.6) .
FE s IR AR KRB 2 A SO R A I TR R A s B P R A T, RS B A AT

9.3.6 CNV5EHRMXIEESITM

9.3.6.1 CAIRMXIE N ClinGen FIEHURMETES A 40 4 X 45
9.3.6.2 FEPEAL ONV/ANT A RYEX S, SURARSFIE-1 40 BHEAR T RVPAL T f 2 53T W A gm g
K, RITWriT-1 %5 FTHE 0 45
9.3.6.3 FFUFAH ONV KT 25 Bk X 4, 55 250 B X 334> B8, 47 58 Xk &5 £FPEAS CNV 11 80%
DAL, Rigt— D PPl R B & X N 2

a) MAFEARGIER, -1 5

b) A MIYRILIEE YA ClinGen YE4r 9 40 43 IREE, 111 4%

¢)  AFEBXIEAE DGV S hrAERIE A 8L gnomAD Z5H A B T R =0. 5%, 1H-1 %

d)  HREH0 5.

9.4 THMHERRBEERHE

A5 B AEX ONVAL B 1 8] [ Ym b 28 PR B 3 AT VR A « R FHUCSC DECTPHERSE W sl EAT X 1) CNV
Hh R 1 G R 2 DR B DA A DL R R
a) KPPl NV BRR, @3 0~24 MEAGASIERA, tF 0 75 A5 25~34 MEAGISEN, i1 0. 45
vy B35 AN KULE, 110.9 4
b)  FEUPAE CNV R, & 0~34 NMRAMSIEER, 1T 0 455 B 35~49 MEARMLER, 11 0. 45
grs B 50 N &LLE, 11 0.9 45
o)  REFFESGERRE (RRAEERE Pfam 4i'5 564 — A DIREIGUE B A & YRR BAkE 1A
FEDRITHE Ak R AR B S  Hh JE— B DR O ORI GE S A G, DI 8 DR S ot o4

9.5 THEERE IR RA
9.5.1 TR AR R RO B AR RN

9.5. 1.1  ARELA/MLEATEASHFI I ONV U . e RAUE R, BEEITHE.
9.5.1.2 RUIEREHEERE CHIRIE . AJLEEZE (W ClinGen, ClinVar. DECTPHER %5) DA K SEI6 %
REIEAEES
9.5.1.3 VPAlRF, ROKE ONV X IRAE B R 3E 47 5088 e 2 491 2 1) A% 5K
9.5.1.4 CNV S H BIEIE LN %A
a)  fFPF ONV 5 SRR BB 2 401 CNV 1) B 28 X 38 2241 ONV [ LEABI R T 80%; A A E B AR, i
I [ B 3 A 2 8 X3 o5 A5 P NV T A5 K T 80%;
b)  ANERRARR, FF CNV [ HE S XN AVEL S OMIM 05 AH 5G 5 1A 5
c) HNEFAR, FH|CNV RATIN HI A
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d) BB RECSE HAE A HAD CNV;
e)  ZAF ONV X SOWHIEHE (W1 DGV ie3% . SCHk oA 1E % Aid It BN R A ek 5 45
NEEAR, NS CNV 5 5 B 5 507 F [F] —3E DR 9 3 B A5 400

9.5.1.5 ERFUFAl ONV AR B A F B 1 77 S U (A B X 4 (ClinGen FFEHUSME HI/TS#3 438k
PEAGD  ELE DR 2 Py 2P0 AR R SSOAE ALY ONV 2481, mTad Jek PAT CNV P 4 5 266 R 11 8005 PR SR HE T CNV 11
Bt . PRAL N B S AR B FEid s (A0 ClinGen FEABUBME AL 45 5 . OMIM JEpH -0 < Rid ) o
7V S TN A 8 TR DA R A SR STk (AR 5 R VP2 IR M BUR AL B AR — B0 5 Wl ik e S
R ClinGen 771 BBUBME BB DR VPAT AR

9.5.2 &k RGIFITERE

9.5.2.1  BIfd FH R 5R R v B AR S L B — R DR B IX A DG (A 5p SRR 25 AE IR A SR 5\ Beckwi th—
Wiedemann ZE&ME I A B B R L REHR 54 AE I RS AR AE AT T P8 e RS , BT
Rt 0.45 53/%1, HEMGET AT 0. 3 53/
9.5.2.2 I FH BRI i R S H AR R — R R B XA O¢ (AN ATAN B I . WEIRIA R B AR . R
PER HESN KT W . DU 2 BEREOUARZE) , BB AT 0.3 20/61, HEIHE &t 0. 15 43/,
9.5.2.3 nIff HEGIRA RS R R A/ SR R AR R (W RS . R EIRSE. K IREE A
SiE. IUEHEME, FoKZECDE) , BEE A 0.15 20/, HENHT AT 0.1 /6.
9.5.2. 4 FRZEHIMVPAl BB DL BRI
a)  REAY)F A REAE ) S 3241 T R 5y
b)  FEPA 3 DR 7 B AR AN B A L TR 2 ORI, A D AL AN B AR B R R A, T AT A
NUFHE;
c)  SCHRECEHE R TE —iE A AR 5, HAF VRS ONV IR &, FLaR AL 5 4o i 7 — 50, i
WAl &35, B SR RIL0 5 EE L,
d) RIS AEE 0.9 4.

9.5.3 REAN—HERBIRITME

9.5.3.1 s FH ZR A5 FR Y 5 J DR Bk DR 2H X ORI I R A A — B, Bl K 2 HdkiE ZeIA—2L h 0
EE-0. 3 7o
9.5.3.2 RAUA—EEEINI VAL RLEAE LT JE ]
a) ET RG] CRIFESCHREREARE ) 45 138 Y 5 58 R Bl X 3OCIE I R A — 80, 8 S R 2 40k
HEEHIA—, HIT0 57
b) LI I AR ) W s A [R5 49 1) 36 R A — BUWIESR 2 5 78 7, R AL R 15 24, deE S R
BA . FAFEF Sy, AliE-0. 15 230 /4, Bt A T-0. 3 4.

9.5.4 EEFRIRARHMRBGIHITG

AT FH 205 3R T 5 B IR Bl RV 2 XS SRR R T — 2, Hosi e, (HAR Sl AL SRR &, T2 7
A LR )

a) REFRZEREI, BBISEIEHET 0.1 5

b) BAOKREIR%. BUWESEIEFERERIEG, it

DL R A 0. 377

9.5.5 REKLSERMINITME

9.5.5.1 SCHEREREE FE RG] ONV 5REFAEIL S, LB ER sy 3~4 4, 110,15 555 5~6
A, 0.3 =74, it 0.45 4.
9.5.5.2 oG RGN LT JE

a) HABEHEAEERRFHLIUES;

b) ANER H AR AR, BUARYE 5K RO R A A AN, TR NSRS B

c) AHEFXRPIFESEHT Rt

e FAEAMEE ] REEERIE 2R, (AR RS . il G (U F 2 — 5K RSk 4y BE RS B vl sk 3 AT g

TS BN 4 RO, AR B4 L0, 455y . #5 AR RAEE KR IL A B iR, % R E v b
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B«
9.5.6 IAEHERGIAIITRE

9.5.6.1 SCHRBLEHE M ONV HRBFEIL B, KRR, HEBERZT N —HRREEE L
H, 1-0.45 53/ K FR. TF4rRLEE LR E N

a) NEEIZIEL S R B Y E S PR, iR AT A |

b)  ATREAEEMEMN, HIHEN-0.1573/FK K.

R AMET-0. 9%
9.5.6.2 SCERECEGE M NV 5RAES S5, RAER, HAERE X R OMHFIRE MK REA
B, 1-0.3 0 /F&R, RIS AKT-0.9 7.
9.5.6.3 ICHREGEGEE R CNV 5RAFESy 8, RRAEFRES, HAEBREXRZPLHRARIK RN
R, 110,15 23/ K R, RIHEHSAMET-0.3 57,
9.5.6.4 HEATERRIMICERAN, LUNERARE R E AIEHS5:

a)  CUNASTE A4 T B R AR A

b)  RAVERAEIG PR R R CAnPIG R I, ARS8 AUARAE)

o) REGHETEA R (WMRATAZS: . BRI EE R

d) RINEESR;

e) FERAEND GERRIERZ RERIFF MR ML R SR B (RACH IR —

iIDRE

£) AR (F—AM PR 2 FsL 2 A B I R ELS)
9.5.7 XERFIABHERAVITEME

9.5.7.1 AFAEFFVEAL CNV [P BT RAF 7L, RA R H R BEMZES, 110,45 43/00, Ril1%
ASHEIT 0. 45 4,
9.5.7.2 AFAERFVRAL CNV F 0t A 78, RAIERs R H BRA B EZE R, 11 0.3 40/50i, RitE5 A
#Eid 0. 45 4%
9.5.7.3 AFAEAFVRAN ONV [Rm 5 BRI 70, A8 S 70 AR 3 S 0 HRZELRS e A AR O, L ONV NI R >
0. 1%, F-0.9 7
9.5.7.4 B2 ) e REIEAE DL B U

a) W EFHALEIE =10,

b)  SXTEZHAHEL p<<0.05, OR>5, H 95%E(ZX [ FR>1.

9.5.8 CNV5AHERTSEEMITME

9.5.8.1 AW WA A KIH: DGV SArERAREE . gnomAD £54478 S Him AL Bl S0 = B B K
P B SR UR T B R N A8 S 2
9.5.8.2 A NBEEPRAERE AR N KT 1000,
9.5.8.3  frvFAli ONV 5 N B AR S ) 28 X33 3 AR DAL CNV 19 80% LA |, H AR HE & X484 & OMIM %
A TR RIS, PR A2 AR SR AT VAL, T SR 0 R

a) 0. 5%<HIHE<<1%, 11-0.9 4;

b) 0. 1%<JiFE<0.5%, it-0.3 47;

c)  0.01%<HiFE<0.1% i+-0.15 7};

d)  fEHZANEEEER, DU eR N
9.5.8.4 i ONVAHSRHIAY LA G AN G, MAE AT .

9.6 THHEEFRALHANKIESE
9.6.1 REEAREEFIELIFMEREREN

AER I B AE VPG AR S b BB SO0 S, B S AR o PR LSS SR A =B R A S K R
R DL, LA B R A L S0 SLANE A% Uy 3 (AR 7 UE SR I, N2 RE P A2 TR AFAE AN SE 42 b i
HAEAE, WA o
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9.6.2 CNV AFILZTRAEME
AT E R HHONV A HT R, NAE9. 5. 29k F A @& R AIAT IRy, 150 A0, 4557,
9.6.3 CNV AIRETRATEME

9.6.3.1 REA L CNV NBHE, RAEKER . w#, BRSNS, HMEERMIERE X, 1-0.3 4.
9.6.3.2 SZRIFAH CNV AEtfs, FAER R, JToxRESL, Hiifk ARAIEREACEE, 1H-0.15 7
9.6.3.3 ZRLHEMH ONV AL, KRB ONV 5RBILFE, WAE 9. 5.5 IR AERAEAT I,
AT 0. 45 4o

9.6.4 CNV 5RBHEHS BRI
ARG HONV S R AR L4y 8, NAE9. 5. 6 Pk FAEERHATIESY, BOAMET-0. 455,
9.6.5 CONVREKIEEEEA SR

9.6.5.1 RlaHBAL(EE LERME B TLERS, 107,
9.6.5.2 RIGHBEMELILETA, KU, HS5OHRERPIRMY -8, 110. 17,
9.6.5.3 ZAGHBULAF RILEIA, RAKR, HEOMROERGIRMY -8, 110,15 7).

9.7 HmMFRFIE

MRYECNVIF RAL S FEAR R VE 20 40 MIBEAT AL, OISl 5 0, RS RIHR 0 HE BURMESE S . 5K
TATESE 7y R RS

3 CONV BRMFLR S LR HENTME

BnEAg oy BUWREH
Bil345=0.99 Bow
0. 90< Ril#34r=<0.98 SELEUR
-0. 89< R 114547 <0. 89 e PR 3 SCAR B
-0. 98< Rit15/3<-0. 90 BEL R
i34 <-0.99 RA%E

10 REAE

10.1 ZRAHED
W NENEEFEARRS . WA thoZMal. EREE. KAERESZREMRNEE,
TR AL, wEffG. nliEd.,
10.2 FE@mENESR
BEER 4 N 25 8 B = A SR A R 7 v CUnRER BE A LR AT ) .
10.3 THRER

By PO S 7 LA %

a) LSRR ONV &5 R 75 0N RF & N 4l Mo 18t 7% 22 ARE B bray 4 48 %] (International
System for Human Cytogenomic Nomenclature, ISCN) B AZRIER ZHAS B4 (Human Genome
Variation Society, HGVS) #HICHIE;

b) AR HEIbRE NS (del) BRER (dup) ;

o) BRSEMERIE: BB BRE. B R BRI
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d) RFERMIE: CEERAFY GUEBURXIKEEER . OMIM-ZIR R RS Bm AR
s (40 DECIPHER) Jofg HEAFEEHE e (4 DGV) HhEgAHIR ISR . TR B A R IE % s

e) ASFEURTENFIE: WIRHHE BN BEIBOR . WmRESCRM]; X RAE RSBl R A% CNV,
PRI E AR P T R, ARBURM R R, AR R,

£) A BUR AR R AR RN, HR T AEAE AN R AN, SRS FH 4 Ul B H AR AE
S EAEIE RPN R ARE R (S5 ORI IE BB B e R L) .

10.4 &N /ZHPR MR

et LA AT AR R PR . ONV-seqdi RTGIER Qv ok S R R L s B ] 4 X3k (il
FHeekiy piX)  EAEMEH (=R A SRR - SALREI AN IR IE G AR (small
Supernumerary Marker Chromosome, sSMC) 55t . X THEAEH, RNORAH LA EATIOUE (Wi
REETTIED BRI 25 ) mT Sk .

10.5 RENFEZHEXZXR

e B SEAT N AL 45, N T A% I B A 3 S S0 11 ) R A v 2 L 5 e i PR AR 7Y
FRI—BUE, HROCRPERRAE, BRI S K AT T .

11 BEEEEY

1.1 RMENEE S EEINL

111 IERRTZAE (EET AN RIS 1 i CNV-seq [RIAS I B RTEAR 5 PR, Z B AR e ik
FEER L e 4 DX A I BB A, TEVEAERAE I Y etk E oK TRER T C X (Azoospermia
Factor C, AZFc) HJ CNV,

1.1.2 2k SR MAERTEZR, ] fefk B8R AR 7, HSRBUmR PR J nl B A7 AE SN
AEIG PR T AREAE T 52 SO AT KT, TR A S () i R 45 J i 1 At ) T
11.1.3 Ztud (SR A NMAERTE R, ] ek iR s ORI s 2R T4 a7 7K R
PP SCHRIC T, o X3 A TR 5 0 PR DR B 03 AR LR S5 R B R 25, 38 mT RS Mm% 88
S AT VAl

1.2 KNERESEEN

1M.2.1 KRG, EN SR RFEARATH—BIGUEIA, IR 5 e R (SR RRJR
BT R 5 N REURVEVEAS . PR AR VPAT S st 45 45 1) 5 (I B HERA IR AR B o SCRE—J7 BT TEIE SR
I, S T8 A% 5 1) A i B EH O SR ) DA R B
11.2.2 48 H BUR s B B0UR AR S, S IR AR R R OGO IR . B RS s) , LA
MR FZIr BEAATHE B E IR R TS & T s i iR WIRE . TRV , I8 R R R
(FENHTRRAR, HEBRACRE—J7 AR B A J5 AT HA T R A A s 5 SRS A% A8 5, AR IS SRR PR
FEVFFR VA A8 S B0 T Re I DL B R AR .

LARFAENEAS, NSRRI LA RIAT I (nFEL 16p12. 2 TSR AFAESN B R A
), A TG R

PGtk bR SR, NG T R S ok RPE Y R BE AL 2R VA 1T B 3 B0 AR R IR A
11.2.3 AR PR A 78 5 B SE DR T w4 e N EOW,  BR A A B R AT 36EE
11.2.4 SRR SCRIAR R, NHSZaE ST RS E M, B %0 s,
() IS BT A B b 55 SOk A 388 B 5 8 (B ClinVar. DECIPHER. OMIM £%5) , H3E e o 7l fe S 8038 B 30
PEVEAG &5 R AEARE, AANERIH TR R B0 HT.
11.2.5 MRMSE RIRFES 6. 7. 11, 14, 15, 20 555 UPD M R Y R X BLisy, M HEFE AT 3%
ARSI 5 45 FR I ACAS I 25 SRAL T K DX, e BUE K T I A5 A [ o 39 AR R AR AT Gt fk B PR AL 6 IE
HLE o et g .
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Mt & A
(ERM)
MIERIEPER A
SR TR P ARAR 45 L AL 1

CNV-seqt& M ENE R =

1. MENSEX

et AR i i e AR B H BREE M 57 W TS, A E B ARYE L BEMLYE AR A, W S 30H
W MIBIEE . B RWIE . BAIREGANK FIREEMREI . C(NV-seq (JET il &P 1$5 D1EL
AR SRR R il I BOR, X 52 A A SR HUONAREAT (IR J5E 4 5 PR 4100 Py AN R W 4 I 2 o i
ARG O R AR BE AR S8 DU (5 S o AR P AE e A KT A B 22 4R B AR L™ L IEIIG IS8« BRI
on B RSRUR TR PR 575 A R S AR 2w L, RIS W HUG PR
AH 18 AR K A SR BE S AR o AT RALBEIRIR S 75, Al PR2 Wi sl PR R 5 E—
R -

2, WNIMBES5AE

CNV-seq (FRAEZMHER) « 23 W REOARIEREARLKEZ= [1Mb] KRetafkiik, ER.

CNV-seq (Fi7r##) « 23 XY AR A S KB = (100 Kb] Qe tafhgik. EH.

PREMIE ChUaIFRE, EXMBHTAE) - O JER =N (STR I O BHES R
O 45 5E ECIX Ik UPD/ FH B S H A I GEIETE ILEE-E50)

S Rar 3 T a) e RS I 1T B AN L v B BRI 9 2, HASGE T8 AR AR AR SR A . %10 H (1)
R 4 26 e 4 Y el DA SIZ 56 =5 PR RE IG R 45 SR ONHE, IR IR 25 i B .

3. &MERME

3.1 FARJFR PR :

(D ToiEteiigeefim B EE . AR X (nn g 2piX . bkiX) 575

(2) ToiEREm e o -P AT M EHE (P S 00, BN  PLRAIIM MR Gtk (sSMC) 1)
SRR 74 s

(3) TiER S T H B P R M Qe R s R A H

(4) (RIRE AR R AN 7 & AR R A TEE— 4T, oIk B e ik = RS 2 A5 R
W, IR STREGAH BhAG I

(5) BRSIATIT RSNy B Bl FREEAL R I A1, Tk il 502% — 4K (uniparental disomy, UPD) . Z%
Mg (loss of heterozygosity, LOH) ;

(6) TiER M BT RRAL S (SNV) | /N Bid A G (Indel) MaEhaRAZSEAR LA, BTG
TR 5 B DRI A% s 1 T A AR e 2R A

3.2 HR AR IR -

(1) AR R H R A POIA 2 SEI0 =4k BB R iR G B S, i & B o> [10%) A tafkdE
B, A B> [30%) HAE> [5Mb]Y g ikshde/EE CRARBIE DL 5250 5 P BRI UE A & 1)
AR NE) 5 R TR H BB B E ) B % ik 5 AR S mT BRI s

(2) AR A0 ZR 38 DIEOSOSAE B (a7, XXX545, XPFP4H i 3 25 20 A5 50% T HR A7)
B, A2t e Ry AR W 7w, BIMEECA STRE AT AL IR A 7T BE .

A1 HBEIEPERRA 1 0/354 50
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3.3 Wi 5 IR 22 AR AT R ONY 1 B 10 F 5 LS AU mT RE A7 AW 225 M ONVI R I i D% i i
[RIET, PR I EOR R e 22, D ZERT BN K RFEAREATRE I, FF R 3 & HeR 51 (s iR
SEFERIALINFE ) R RS B T

3.4 FEAMKRMR: IBRFEARTERE . RAF. BRI T REFA7E R ARDNATS 4 (i = HEUR A
BRI ZD) , ] R BRI 5 SR P P SR B 1

3.5 HiAE A BRE: T 2200 2= 2 AS 4 A KT (1) R ) A A2 A 3 Ak 22 S S5 R I, RASEZE AN I
PR JEAT TAEBR ST A E AR I RTEE N, A BE 58 A HERR 5 PE M s A BH 14 1R AT e

3.6 BT FAREARFEYE, BCARIN o Bz 2 MG CNV-seq) R s Je ta i 7 o 1) S A
K, HARKG I 5 & il R E M 4s &2 g . 208 IR R R & BES I & 45 A s Ja il

4, ZHENEEH

401 A A A (1) SR AR B 2R 97 WA #2 BRI PRAZTT FIVE T, L™= A R B 7 AR AN AE A S i [F) 2
HHVEE A .

4.2 FAERATHL)) (USSP REARTRFE) BifEARH SR (CWIDNARERR) S EREARA G 1A
K, FIRETREEBCREE (T4 .

4.3 AHGIN N G AR AR B AR K 23 W DA B I ONV LA e s 11 R B8 S5 b, (E9FE100%; Xt F
P53 HER T BRGNS B BEONV . AR E A9 i B A4 S Rk R TR AH X sk, AN R 50 P, T g LB B 4
AR REBE « Rtk 2 HEREE M RE S B0 S2 00 = M REIA R, A2 0T )RS I B AA) 28 BURH 2 146
B

4.4 AR AT BEAS HH AR HE B 0T 9 G oV A AR IR I R R SOR AR S (VUS) , Al R IR I 75 2
VIR B R RIGUE S — DA A, FEnT e R — O FE /).

4.5 {EBHMESE BT RE S EON B ZE R — PR A B R T 10 B4 AN BE 58 4 HEBR IS AL 998 11 ] g
CELFEASKE G B AN AR S 28R, TR0 e HERR e Ath 06 BEAG

4.6 TEASIN IS AR AR R RIS I 45 B 5, 524G T e H AN [ AR FE RS b IR 1 AL B f 4, BRI 456
PN A AR 17 1 B A T R

4.7 SER A AR DUATLAA B e BRIV L B SR AR AP 2 A 2 B AL S Bl 2 4, (BT vl e RIS v Bt J0 A7 4E
5 SR R RS CBRURA 5 $0 i B B VR LB 645D ©

5. WNERSRE

5.1 AKGMEE RAUREIGIRS %, AMUERIGKIZWE I, FFHIGREITSE &R H AR 5%
B e oA S8 = A A 45 R A 0T

5.2 # DUBUR S5 B0 1 43 255 B8 [ bR il F bR v (UNACMG/ClinGenfH 48R ) KATIL IR, 40 AEL
Ty SERIBUR . WK UARBT. BEAL BT R T2, B S B B ONV—FR AR 5 o

5.3 7RSI EUR I VAl 52 T PR I RN, [ I (R HEAS FIIE SR R B, A S 1) 00 I8 S MR
RS R AR s X Tk SRR RIGAE(E B RIREA, BUm M 2R DU TR AT AdE, ASHERRK
RIAESE 5 SR AT R o SO PR [ T 465 A5 R0 45 SR %o A2 4G I R 3R B b A T VP4 o

5.4 XA H I E0R BEEALEURCNY, BT BHE T ANERFRIEM Z R, B iZONVI /M
A JEATREA IRIRRIL, HATRER A IRRRI; UG BN MAEAR AT K RIGIE, CAI#E T AR
it

5.5 AR TN G AR AN 7 oS0 AR A I R o R 4 T v o) W FLAZ R SR B, AT Ytk
2B AT s R R 7R P S 0 R S0 T TGV I W2 75 R R B A LA i SR 2 R BB, g gt — 20
AT Y B RAZ L 43 BT B TSHAG I

5.6 XTFFEHL . RIRRBA L FK . B MAEFEAR, AR S FEE E B IE S (i
PR DIXNRID) , MG AR H 5 B IR IRIS YT B iBhE Rt KR mE R

5.7 KT RE A I H 2 e A IE Bl AH B A I R S 8 12 R IA] Re X 32k B L KA 1
Py (A AT, BT RESE B O RiE A ANE J1 . 2R E TR R R B MRS R B (LA E T
IR, TSR BN 545 A S A RN DL A FIRT R R E

B A1 HBEIERERRAG CGF 2 0/3k 4 50
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6. BRRIMRIFSHIEETE

6. 1 WALAE S B T A S SR B NS SRR . A6 A G IR (e N IR
AEAN NG L RIEY (i N RS E NS B R BB ) SR, TRy S PR A A
g7

6. 2 SERIFEA B A B ST T AR U I S ZR R E . i T REERT T SORIF R A3
&, AHELBRTTRAMAN NG MBE LR )G, KEHE R, JEE AR ML (A
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