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CNV-seq &R A IRE S HTTe

Standard Operating Procedures for Comprehensive CNV-seq Testing and Genetic
Analysis
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(MK
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B /N
B+ e e et e e e e e IT
1 = 11
S AP 1
A R =1 2 5 1
R T NS 2 =5 1
A o e 3
5 A S A A R B I R B BT 3
(I = N S G - 4
T R R T R L 4
8 B T T R T R 5
O B R T L o 9
L0 AR . o 15
Ll BB U . o e 16
Pfs A CREYETE)  ACMG FRFE U ONVAEFE IR ZMEL ..o 17
BRI o o e e 25
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]l

Hil

ARSCAHZIEGB/T 1. 1—2020 ChRAEAL TAFE N SB1ER ;. AR SO A R AR SR AR
L,
TR ARSI I AE L N BT REIS S B Mo AT B A AT WL AN AR PR 1 B R 54 o
AT R BRI R 0 BHE B S
AR AR AELL 22 VA
AR RN B R HIR A RIERE . RN R EE R By A R A L o BE AR ST e AL 5t i
MBS mrEH— NRERE . #T R EG R ™ BHEERE . Fatiiiaghirf@le . =114 R
B REMORE S — M B EERE . sCOOR P B BE R . Wb B A g IR &R . TLPG R g iRl . sUBLE EE
B RN RS =MmBERT . IR KA EER . LR KA B AR . Frrg iiingh R . RyIE
RERBEARAT S TN eIREAARREE AR AR . WL BRI A IR A7

A EZGRFEN: AL IRRY. B, ok, B S, R2E REL. DI, g,
JREAR, B FRAL. HOT . REEM. (. XA XIR . VT EER. SRR B
R Z2h. B, B FHERIT.

1T
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]l

El

Bl A B AH BRI R R R, # DU 5 (Copy Number Variation, CNV) Al ) 32 N T/~
HI = 5 8RR I2 W 2 Atk . Hodr, #8 DU 5 7P+ R (Copy Number Variation Sequencing,
CNV-seq) HRIHm0#%. il (RS, BT A I PRA I Y €A JE 5 A5 A S Bl 2k AR 55 (1)
FERATE, = RIAT I — AT LA = 100Kb RS HERE » SR1, AR RN HIRE Y 5k W [FIE, 47k AT
RZEHAERE. 2N HMARER TG, SECS LB LREAE . UG B, &
SRR RE R AR SRR E E R, THE TR ERRNEE.

EEHE R F IR MY %< (Anerican College of Medical Genetics and Genomics, ACMG)
IR IR HEJEEEE (Clinical Genome Resource, ClinGen) HZR4H T 20194E K45 1 fifticdare L E N
AR BRI AL, (H A AR O H R T S0 i ARARELEPAT H 52 BRI SL 30 A I R B L 5258 i 4%
SR BOE R SEAR . R R BUR R o R R IAREZE S, CRIFEARANEISE R I IR 5 B A
Wik . peAh, AMTIRAEAREAGARRE . RBEE. Rtk (BRFAPE CSEPRPIPEEA I BETE) /BT (2
B BE P AELASE WU S B D S 5 B A1 B4R 5 AR TE RSP E TR = G — LR, 4RI PRI A2 DA I 52 Rr 3 SR e
KIFPRIZIT 5 & H 12 J7 W

[Rl, B S7ONV-seq @ LR AT IN A2 a8t A% Al e b R b i, mld i e —sEI0fiye . A e MRty
HigE i H, SEMAFEARZIHRE R s, B st s R, R RI s R EE, rTE
SiE -8, #EITITE R RE .

A B AEFTECNV-seq AR AR IR AF 5 B A% 28 S MRk &R, LI sz FE AR EE L T 2 4T
AR e B R i E B g — BRI

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 ARG 1R R AR B AR I BOREK .

ASCAFIE T T BECNV-seqfI ST HLI PRI P2 B 0o . A% 12 I S 06 5 SR DR 28 =7 Rl LA
PRI B R JLE R FIRGE /B IERG/ 2 KT« 1 DI R AR R A AN ) e R 32 R AR AR
(/P

2 MuMsIAxH

AN ST R P 2 8 I SR RV 1 5 R R RS SO A AN AT D R AR R . e, v H B 51 S,
A% H I3 B B RRASIE T A SCHE s ASvE B 5 Sot, HEoH A (BRArE e @ T4
A

GB/T 22576.1-2026 P25 Fism MR JIRIESR B @HE R

3 ARIBFENX

THNARTE R E SOE A T A
3.1

DTS copy number variation; CNV

K JE N 1Kb B _E 15 PR 20K B 4 DL hn sl 2
3.2

BENHTZNME copy number variation sequencing; CNV-seq

T EiEENF (next generation sequencing, NGS) AR, JHITARIRE 4FE R AN (low-pass
whole-genome sequencing) MAWIMEE M, Kol A KL K2 1 ONVIFI 77V
3.3

HEFIEARE haploinsufficiency; HI

FANEN R R DhRE GG CanB R B ThRE e R AR ) SEEERE YA EA L, Hm s R 5w 1
MHR
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 FRNEEIESE)
3.6

HATR de novo variant

TEBFEMEFE IR R A RINSCBHE—T7 8L A 57
3.7

4B co-segregation

EBERRF, FreZ R 55w R LB .
3.8

A4 E non-segregation

EBERRF, K5 5m R AR I [ A SIS .
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3.9
AZLINE incomplete penetrance
517 S0P 2 R AR S AR R 4 S AR DA B s 3R T T 42
3.10
#1FR A phenocopy
FHIAEE R R Bl H A s AL R S R A BRI AR I A .
3.1
BEZARE;5 maternal cell contamination; MCC
G LFEA TR N BEAARAH B I R o
3.12
S EEH reference genome
A FER ARSI AL T 51, ARSI s Bk ) 2 AR i
3.13
FRE sequencing depth
R R DT 2L X 33t I v B s ()1 3 B
3.14
FEDIZF copy ratio
PRI AR 55 2 25 5 AL o e 22 IR 2 DX 388 00 0 R B B A o
3.15
BYEHIE unique reads; UR
JRaa I e 20t i I, REME— LN RSB REA BARE, HT Rk sllTT
HIHL
3.16
FENEB coefficient of variation; CV
PRt 2 5P AR LA, T s p A B U
3.17
PHM4 &% [X|8] positive reference range
LSRR T A e B R EETE
3.18
JEFIEX untranslated region; UTR
mRNAZ> ¥ HR A B i A X B, BFEAL 15 w5 ERIEEIX (57 UTR) AL T3 3w A3’ EEH
BERX (3 UTR) »
[Ki: GB/T 29859-2013, 2.2.6, Hi&ik]
3.19
SMNEF exon
P AR R — 045, 7235 S8 IR B AR AZ IR 7 T IR 31 6
[R¥E: GB/T 29859-2013, 2.2.8]
3.20
K& F intron
HAZAEYFER W — 5y, 75882 5 R IR B8 A2 AL BERZ IR o TR 7 41
[SRIF: GB/T 29859-2013, 2.2.20]
3. 21
B2 transcript
HE [R5 S5 T S ) B mRNA 731
3.22
T X /589 mRNA PEfiZ nonsense—mediated mRNA decay; NMD
2 AR I R A B AT £ 1 RS T A mRNA ) S AL
3.23
NMD 3% [X NMD escape region
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B SR A R 6B T AT 5 A mRNA P AR AL 1] ) X B o
3.24

SeE#E proband

KA S 0012 B 52 38 A% 2 U 1R BRI AR
3.25

EHE carrier

AT PR SUR R G 7 (EXESEUR R & TR (HARILIRE R K AME .
4 HEEEIVE

T A AR IS T A

ACMG: EHEE #fibF 5RFH %2 (Anerican College of Medical Genetics and Genomics)
ClinGen: IfGPRZEERIHFYSEEEEE (Clinical Genome Resource)

DGV: HEFEHAZ REYEE (Database of Genomic Variants)

GRCh37: NZBERHAZSZHEFHHE3TH (Genome Reference Consortium human 37)

GRCh38: ANZBE[KH S F5538k (Genome Reference Consortium human 38)

gnomAD: FERHERBEHIEAE (Genome Aggregation Database)

OMIM: AR R LA L H R %E (Online Mendelian Inheritance in Man)

PVS1: EH T HRERTAE R (FONV) [IHEsRIEHE T (Pathogenicity Very Strong 1)

SNV: HZHIEA R (Single Nucleotide Variant)

5 HMEBEFRENEHARMNBEREREZENE

51 HNENEERES

CNV—seq/6r il id& FI T 7 B A 4 s G AL S o Y5 2 075 28 e XU B s e R AR A P T2 TR, DA
BATREIRGE. B, B WEE R RS RV LS/ RN EE, Rl HTRER . SRS
AN RZAE B SRR R o AR AR AT N AT AL B, B B A R, IR R R R E
KRR, EZAE MBI ITEE . SORRIRME . FRIE . AR RSN BT IE], FFN
SR PRI

5.2 EHBEEHE

CNV—seqf il i1 A8 B B AL B AEAS R T DA R I 25

a) RRHEEAGE: WL FER. 2R GERIIARD © BRI R W55

b)  IGEPRIRAE/ A5 B WIS AR R IMyE 2400 2 R RS s SO IBAE 0 s I PRRAS )
SEIRE

o) ERFEAMGR: FEARRA (WK, B B, AMNEME) o SREEH SR, FEARE

d)  AWMIE . W6 Kk

e) WWHKEAFLE: BREAES. B=E. KKRSHIEES.

A BRI S N R e, OSBRSS AZ A

5.3 HMIBRIEHEEME

CNV-seqar il (1 A017% [F) 2 H M AL S HA R T LU T N2

a)  RCIE M JEMTUCEBHRTIN R S CInHEBR Gtk R . BRI

b)  ACIRBRYE: FEHERR R Aok 55 8 a2 e R, AR GRS UPD SR
&)

o) R AT DA A I R BRE DL KR e e U 5

d)  BRFE: FHEHA TR 2R A A A 5

e) R EEHIREH: WFEANEYE Higk (CPRAR AT/ B S EMZAD TR AR
27730 A 2 FAARAT R S 557 s
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£)  BRJEN . 120/ 58 H e, AR R R, MR NS N7 (ZEIEARED),

25 H s

g  FERTEIE: X THRRIRIG I RN T, 0 2 B AR OR R I SR, N g i e 0 A A T e

BEARR/ 7 0T HE IS EE B R

SRV JUY ST 19 (R S AR CART & BB AT Mk b s 45 4 X UPDER R S AL 5 3 S5 R 9], T RS

TRIE T AR BORAG AR AE o
6 HAREREBWMENR
6.1 FFAREEXK

A SIS AR PRI K B, B A RREASSR A, JAh I SEOK . P 414 R R AT 41DNA

Fo NFABRARBPREZERENSHRL.

®1 AERAFEBREREK

FEARRR FKARER
A1 JE L/ 5 PUREE RS A =20, B )L/ L= 1nL; & <4 CET UK {RAF
FPFIZH DNA =500ng (HAK 100ng) ; 1.5mL EP &; & E&T UK
Wl B L2145 f;fﬁ%?%%ﬁﬁzi; Ei{QOmgéﬁéﬂ; ﬁ&@égﬁg%p#%&(PhosphateBufferedSaline,PBS)
e AR E /AR AR TR, FUKIEH (3ke/ KD
2K 15mL B0 5~10mL; P+ T kg (3ke/R)

6.2 HABHEX

FEAZH I FE BT LGB/ T 22576. 1-2026917. 2. SHYEESR AL, 38 N [ PF 52 46 8 25 B HOTE T . 58 B 1K) 0

A RS, BURRIVE IR RS e BN E 2

.
7 KMRIEEK

7.1 FEARRERHIER
711 BARERESER

DR TCTRAE RS, ORISR A I B A0 45 2R 1 v

71001 BSIGE N]E MR AR AR USORAE, T SRR R R R A

7.1.1.2 FFEUME B ERIE

a) REAL: FREBAR/ITE. FORANE. PURIEHR EUE B A A
b) iz RIGHE IR BN IROR A 1850

o) Xk REFEBIRE AR,

d) FEARAL: TR SR AR I B K

7.1.2 BHEESKRMEFIE

7.1.2.1 SRER S NARYE A RS REA A RF I, BEAT TS 0 A, ST IR WIS R AR SR (R S AR AR A
CNV-seq Harill N2 DL DNA i & 9K JE R BRIRAARTS 4 (MCC) NFERTHE, S5 S e AR AR LR & 1T 4G,

PR ES R 2.
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®2 AERALBSERITE

AR AR
S i A IMFEA REFLLOEE AL, BRZFEM (MKBIRPMALE/ A0 | Tk, TR

i CFLEERRLL %)

VST B EAMYTE R E; MEBESFF (Short Tandem Repeat, STR)

A 0 R BRI e
9 RO STRACIIESKIAEHE (5700 h A L DNA LX)
i TR o Sk L2121 TESERA IR (5758 I DNA ELAP)
R G R PR/ Tk DNA RBEAR: BURTI R B LA DNA IR B L 9

A

7.1.2.2 FrAETARISWIREAR (GE/K. R, BFiML) Ml STR Bi P ER 2 S (Single Nucleotide
Polymorphism, SNP) Z3 UG RHERRBRIETS Gy, FH{RREAS IEVEPE KA I 25 5L v o ek 0 AT S

7.1.3 AEERHERLE

7.1.3.1 XAFFERMAREFEA, NP LIEREGR E, ICFAAERE . BB R,
FACTN e HE . MBI ZERAT
7.1.3.2 AEKEABIEARTLLNEE:
a) LA FEEEN. AR DA, DNA TEIEREL
b)  YEB/Mrin: AEARIRME. REIRAM S YTk A BR . DNA R E A A
c)  PUEGH T RS MR AR RN (Polymerase Chain Reaction, PCR) 1)
FEAS (4 PCRAIERIRID .

7.2 LB EEAHNFRERLEERT
7.2.1 ERREEHIEXR

S8 55 10 % Ao 4% N AL DA R K

a) NGB BN GANELEARTII GEIAME RN, HFelETae I8 orh, U
Bt B BLREAT RN

b) B HUE B AT B DAL LY . R PERERAIE DR B BN AE e A B
el /HEGHE . DGR SREM R AT IR fAE . (AL RO R S iR A B

o) AEMRAER U U RAZ IR ALAE KPR AERAERE R (SOP) JFRASIN, REbscie 4 N v B = N 4%
REDIR (FEARTTALEEL . DNA $RHL. #PE. §38/ EAURINAE) MR E 2 FOnt i B 0 i
PR R A5 T4 H i SRR 778 SR AR AR A B . A B 2 M A R 1) S50 = R 1 R
AR

d) WHXEIEW: LI REOCHEAE . FUSATRN RN HEf . el e PO,
DRAS I = A T AR )

7.2.2 FEEREEXK

S8 % N 2N E BB LAA 2 43 14 2 ) o R P A BB 77 9 E T ) Cl [ o AR A L 2L 2R ) 4F
REAVIRAIE) » PRUEAZINSS RAGHERRIE . W E B SA RNk 0 8] 5 PP sl A D 45 Rt AT e
SV, BN SR, NN SR B IR R A R . T S A B AR N, B
N7 SIS = [ B S8 B AR VAN T &

8 HIBNITRIEMTEER
8.1 HWHRIE
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8.1.1 EENITRIENES

CNV-seqfd B2 BTt fe = B2 48 NI T T UL 46, STbE, thxt. Goit. Jeide e akm
CNVAI T LA Sy RSB R, i R 3 B AN AR5 S5 SR I e s &5 SR NG SRR 8% o i B8 e 1 &S B .

LYK BRI P ARG o6, BARBEIETAEE, it B E1TR:

a)  TACER: PO T FALEEE AT ARG BRI LS, SRS T OE (ZAER
DNA FBXEE6) 5. WJFIKIE (Lane) 5. JRLAFHIEL. JFIAEAEEEL. Q20 (HEE i = {EH>20
FIBRFEEL B o GC &&= (RESFIA Mg HEH) 25,

b)  HXt: RAHEEZ TSR (Short 0ligonucleotide Alignment Program, SOAP v2.21)
FIRUE P L BN RSB BRI b, eI R R 4 8 A7

c) EAREFEEG: Gt FREAESGE (T A BE R R A Xk G a2 E A D (5
B, HETZHRE O XSRS E O RRTIIEL 6C FEEHE R,

d)  GCRIEMBHARIE: KIESHILHA GC oA, KA ZIRFEFIRERE, MR AT GC
BIE, FEHETHEARSE DA R P AR 1 38 D13 AT BEAR R O 5

e) ML RAEEATARA ONV AT : 23 HRH Z 85 (Gt Bt M I # 5kt a7 Je
PR AEBEAG AR TN CNV Aar il

£)  ERBEL . XAFE A BAC B ONV A IS s b AT 8 5

g)  BRVERE: XA H AR A R AT R
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)
i
=

\/

( ANESH EFH Ofm—r ket
// Z BB 1o /Z;ﬁk—+ HAAF S5

Y

GCRZIEFIRE AR IE

A 4

Qe R AR MCNV AL
iy

Bl1 EfEShRiEE
8.1.2 HEHITRIZMAMSEXBMIHE

SIS 55 NN A 7 v T A s, BT G AR SRR AR AR AR e S B R T B ST A S, R T I UE B
S X [A], PRUERT I BETH 2 TR 2L 5K .

DAY K BRI 7 H2 AR 6 841, G HUCA /D T-30041 20285 R IR AEA G2, 4 ifil. 37K %100
W, BREEARFEE LRS00 AT, St RS0 WRIEEMEESTER, —&kiE
BUNEE VIR OR, /N R, B DR T 25 X (A N RES, Mgk spk; # IR T 25X
FBREF, vk =k, FIEL, EFXTERRTE R AR T, B IR TSE XA R RE, ek #50L
FRTZH X0 LRE, NEE . B SUNE (S X R 2 AR & IBEESE XA,

PG BRI 7 52 AR 6 A6, K Kolmogorov— Smirnov IEZ&STERIEG, <45 PAE I Br#% U122 75 AR A
BRI E IS E X 0] ARG T
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a)  FEULRIFETITIE: T IRTS AR Lo BN RS JE 240 (GRCh37 B GRCh38) , HFRALL
Py ZE KERTAE, Mg -SRI LR AN E DN RSN ASeit
PG, KPARAR T VAT b, SRA S YL ks DL

b) IEAKE: KH Kolmogorov-Smirnov D 56 %F#E L 300 41 & EnAS il 45 5 1E 5 X6 RERE A 1 &
SYL AR VLR AT IE SRS, RIEIES 46 H 77 B & Kolmogorov-Smirnov 1E PG 36
JWT 5 2 75 AR IE 5 43 A

c) MHMSHXIEHE: K IESHERRS RIEFESHXE O%ERXED FitHE 7k ESHE
FrIGHT, %5 P>0. 05 RFEIE R IER 040, KHIESS ML (X£2.58SD) i+ SHX[H; # P
<0. 05 R IEA B IES /A0, WERH B0 (PO, 1 A P99. 9) 1HH 2 [X[H .

8.2 HEFRETH

S 5 8 4 7 G20 BUE FEHE AR A K B T b HE L SOP, WA %% CNV—s el 1 & B B4 4% 141
SEBME. DAGORERI P BT 6 90, B i R 16 2R S %K 3.

*® 3 AERNERENBIREREEHIZEX

CNV 33 o R B R

1. BFEARESTHIE (Unique reads, UR) =AM NI K& bRAE
2. B CC E BTG 37%~42%2 [A] & ¥ b

3. YLt AR R HI BV — B 3 S R B (coefficient of variation, CV) <0.11 K4
G A% FRAE

Kl Be= 1M

1. BAREAE BT 15 = 1M R A i A v
R B Bt =100K 2. B CC E BTG 38%~43% [A] A& # b
3. B YLt R 75 B IH — A AE 1R 5h R <0, 08 A #s bnie

LA A 38 o 5 P R B A R R AR, % S A% e 7 vl e N A A A . s S IR R H &
ZEA VRGBT B TR o0 M FIREAS, S EH 22 /0 9 44 B A AH N B 5 B R N AT A R e Bl 3t . s
ANEREFEA, N EF AT REAS T AL PR S DNASREL 5 0, E ISR, S256 % 5 516 R T 74 @ PP
i, R E TR, ML FNZERAT .

8.3 NIHHERE
SEOG S8 N AR AR ARG I T & AL 3 N B IRAE AT BRAE (Cut—of £4f) ,  HLISIME AR v B 2E SO i B
PLAKER I R AT G 061, AR B/ NONVIF IR ARAS R EAS—FE, % K4,

4 ONV I EIME

2 M EF{E
CNV Jr BRI
Dup Del
<IM =1.325 <0.675
[1M, 5M) =1.15 <0.85
=5M =1.075 <0. 925

CAGRER I P AT 6 M, AR R AR S At BRI EL AR5
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x5 FEEMTREHNE

BN EE
Yetafh
= Bk
chr19/chrX/chrY =1.05 <0.95
H gk =>1.025 <0.975

8.4 LERFMR

KR 73 A INLT R 2 ™ o U D A5 R SR R SR TR I PR R (R AR A EEAT 45 R, W DR R
EXJI_LIJ\ —‘gﬁ\ ﬂ%go

8.5 4HFikIERALTE

X T B A RAL T S X R e A, Segn = NS 2 R R ERNLE], BRI & R AT 5. B o
TR BEBCE . B R S IR A AL B 8 58 B R ORAF W DR A VAURE T MR o

9 ZERFEEN

9.1 2N

TR AR R AR R A R, W B AT RS S diid o

XFF AR H PICNY, B BSCHAT BORPE DAY, JRARBE DAY &5 SR e 2 A .

HEHEACMGAICT inGen® K AHAE 20194 F HUFF B, NV IS K A0TSR 2% H , BARSE H R0t N/l
DB AL 1, ONVEE & RIFE RAOTHIEE 25 B, Bk Sk B K5 N2 E T B SR A. 2. XTCNV IR B0 T PEA 8 1Y
MELF A 3 347

a) CNV % R [P R0 N 5905

b)  CNV /2 750 25 71 5 s Jak [R] 3 IX 3k

c)  CONV S BEAmIGEE R HE,

d)  ONV AH & [ SR A B0 HE i = 4815

e) CNV LR K B3 e s

FE: ONVERE S B 8 FEHE 46 B OREBZME M, IUFESE B0 P Ali vh A 25 58, BRI A SCHRAE S8 — B2 VRA 4l o, %ot

ok 5 2 AR R ORI (AR 4% ED 0 B . LR I R R Y, R R o AT X 4y

9.2 HEERAAEY

ARy B AEXTONVIE KA1 N S AT WD PRl o 35 5 048 7 XA N 2 75005 2R A g it 326 [K] i oAy
HEEIRE O @I HUCSC. DECTPHERZEEHE e HE47 251 . CNVEE B AT 25 PF A B2 18475 LA T Ji U«
a) BRI ONV A5 A gwig I R el At S A0 E By RE o Cndder 2R XD , 10 4.
b) VP ONV ASEL S ] 25 (A g b 5 R B O N 1 Th e oo, s BEE NS T4, EEIC
. ABFE . neRNA 25, 0.6 43,

9.3 TMEERERERAXBEEM
9.3.1 EEHERFAXBEZEMITMERERD

ARG B AEXTONVE TN/ Tl ) B A R AN . (HD =5 FREBUR (TS) X, UAS5CMmREME
(10 K] / 5 DR 2L X 4l P B B 1 AT VP Al o ARERIECL inGenPPAL (14 X 3 B 5 R AN G FH A3 4 VP Ak o A5 P4l
CNVHIAR 287 (BRI ) N5 ORI R AU IR/ DX A2 5 28— 3 % T-CLinGen DAl (7715
UKL IR/ X8k, B RIECT inGen i Ji — R VPAl H L 35 FIIBCR, 0K 30 75 A1 8 FRIE 98 S BUSN
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ClinGenfJPPAL &5 8. FEATVRAG IS, Fnid S A BE R UK FIMANE. Select #4554, 25 EMANE Select#5xk
A, AHEFEMANE Plusih s A At 4 W) 3Rk K B i R G S A

9.3.2 CNV 5EMEFIEHRER/ XIBEZLITME

9.3.2.1  fFiPAl ONV 5 C#fiE A EBURE R/ Xk e 2 ES, 1457
9.3.2.2 fEPPAl ONV 5 e R EBUR X GG 2 EE, 10 4.
9.3.2.3 SEAEHEBSMEHESMAE, NIENELLT E:
a)  FEVPAl ONV 584 B U A ERUSIE R/ X, WA E A E &
b)  FEUPAL CNV 5 O e 751 & R X33k ) B 28 350 0 7 1 X8 80% A |, HLEE 8 X I N 2 1 i 2k
KI5 1% X3 — 5, R E A E S
c)  RTEURE R ORI E UK XL, R ONV Se 28 iZE R, NS EES;
d) X TEUR IR OB BRI, PR ONV A SRS, RN ER o
e) O T U R AR E B B BUR XK, FRPAl ONV 51 X8I H & o5 EEA 2 80%, BREE S [X I8
PR gL R 5 XA — 30, R S .

9.3.3 ONVERKSPATHRY HI EEEBHITME

9.3.3.1  fFPPAl ONV —um i s o2 T HI JERI 36, H7ERE 5 UTR X3 AP & 37 UTR) , HR4HE 78 56 i
i

a) BEEorgwmiLX, 0.9 %

b) AXFERG 5 UTR X3 #1% 5 UTR X3A SCHRIGE, 11 0. 45 75 5 0 SCHRIRIE, 71 0 47

c)  CHRIRIE N N7E &% 5 UTR XIRAE A S (ER GBI AT ), HABSAY (ln SNV) ANiEH
9.3.3.2  fFPPAl ONV —um i s o2 T HI ZERI A6, H7ERE 37 UTR X3 AP K 57 UTR) |, FR4HE 78 55 i
Mk 45 -

a) i XWAUNIERIBX, 1T 0 53

b) 7 XA T 55— N NE T R BIECE N AMEF 37 i 50bp A (R NMD B3R X))+ A

BRIROE, 11 0.9 485 L SCHERIRIE, T 0 45

c) XA EEE AR T 3 i 50bp ZATHIXIR, 0.9 7

d)  SCHERIRIE B4R S B A NMD 635 X N s kAR S, At SR (G SNVD) ANIE A .
9.3.3.3  fFPFAY ONV iy s 39067 F [F)— HT JEDRI Y6 (GER Y ONV) , S8 SNV AR S5 48 m b AT VP4
HLSBH 2015 4F ACMG/AMP A8 537y ZeF6 75 S Horp SO, ClinGen % 5 4 (R 4h 78 BRI SE3R DL ACGS A2
SO AR B T PVST AEHE A R AU o 43 S S

a)  Af$H PVS1, it 0.9 4%

b) A{#H PVS1-Strong (&) , it 0.45 4%

c) A PVS1-Moderate (tFZ%) , 11+ 0.3 4>,

d) wl{# R PVS1-Supporting (§5) , it 0.15 4%

e) PVSLIEHEPESA N/A, 110 7.

9.3.4 CNVEE5SMHAfHHI EEEZNITME

9.3.4.1 FFvPAl ONV B2 EE— HI ZH, 1F0 7.
9.3.4.2  FFiFAl CNV Wi T sS 3507 F- | — HI JER PN ER GERI ONV) 5 B ZRHR SNV A8 55 45 m EAT VP4
HISH 2015 4 ACMG / AMP 8 5 7r 6 7 S oA SR ClinGen & S 2H 4P 78 S WU FL TR DL K& ACGS
A5 S o S B FE R 6T PVST AIESE T0 A4 FE U)o R0 SR DU R

a) AIf#F PVS1, it 0.9 4%

b) A[#F] PVS1-Strong, il 0.45 %3;

c) PVSLUEHEVELN N/A, it 0 43

d) Pl AT R — A& T RES, T 0 4.
9.3.4.3  FFiFAl ONV —AMBSAL T HI BRI, H A2k RS T R SCHeR AR — gk 3R A AR A,
it 0 7.
9.3.4.4 FFiFAh ONV — AWz T HI R, HREERBERERRICS H R CBRE 8, i
0. 45 4%,

10
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9.3.4.5 FEITAY ONV —/NERFIANE B T I AR SR IR A, i 0 %)
9.3.5 CNVERKTERBEFETEHMNITE

9.3.5.1 X CNV sRARA R, 47 2 AN UL b HT S R R34 S A5 vPAl CNV AR 2520 1> HT BE[A,
it 0. 15 43,
9.3.5.2  HI FROMI A VPl 2 SSOBAE LT S50
a) A CNV A7 S AT BH AR HT JE R/ X3, SLPPAR A& 75 AL WU HI [ 2 A 5
b)  # CNV AZ/EZ AN TN HT FI2E A, 18040 —k, ArT R s
c)  ANEMXTRECERIR AN X S (X-Linked, XL) A% ¥R B (Autosomal Dominant,
AD) ] OMIM-Morbid & P34 T30 5
d)  HI T % 4 3 [E] I 22 2% DECIPHER () pHaplo {8 (pHaplo>0. 86 )11 gnomAD f#] pLI {8 (pLI1>0. 9,
PR 0/e<<0. 35, AR 0/e<<0.6) &

9.3.6 CNV5EHRMXIHESITM

9.3.6.1 CHIRMXIE N ClinGen FIEHURMETES A 40 43 X 45

9.3.6.2 FFVFAL ONV /NF 50 R X, SRARRF-1 2 B AR5 NPEAR W7 2 75 4T W7 8 A gm i 2
K, KITWriE-1 4, FTWE 0 43

9.3.6.3 FFIFAE ONV KT ORI RMEXE, 505 O REXIERE > EE, 2 5 XI5 A 0E CNV (1) 80%
PLE, Rift— D iPdEE & X AR NS EARIGER, B8-S MR EE N ClinGen PN
40 732, BARE B X3 AE DGV S Al HdE 4R 5 gnomAD SV ¥ g A =0. 5%, ¥Jit-1 405 H
DL 0 43

9.4 TMHERRBEEHKE

ASHR Sy B AEXTCONVAD &5 1 B 1 G f 2 DU AR AT VP Al . i8I AIUCSC . DECTPHERSS: B3t EAT o
CNV 85 [ Gt A B Aty 278 LA BN -
a)  FRVEME ONV B, A 0~24 MEAGDIER, 04 B8 25~344, i10.45 % BF
35 MR BAE, 11 0.9 95
b)  FEiPAE ONV S, W& 0~34 MERAMMIEN, 05 B 35~494, it 0.45 70 wH
50 AL, 0.9 735
o) FERE/ SR KB TSR A ST SCRRIRE 550G, ZHE R ok
e
9.5 TRMh3CE R EHEERS
9.5.1 CHKREIEEROIFEERERN

9.5. 1.1 AREBHD LAV ONV Ul . BAEM R A RAGE R, BEHITHE.
9.5.1.2 RHERICEOHE CIRIE, AL (W ClinGen, ClinVar. DECIPHER %§) DL K SEEG %
P A 2
9.5.1.3 VPAhHF, R ONV XS AE R B4R A ik 31 4% S 2= 61
9.5.1.4 CNV S5 3% FH 2 SCBAE DL T 264
a)  FEvF ONV 55 STk /508 P2 245 ONV 1 88 8 X 3k 5 2451 CNV [ LK T 80%; # NEE AR, 6
I [ B 35 A2 B 28 DX 9 5 A5 VP ONV 1) EEABIT R T 80%;
b)  EAERARSR, B ONV BEHEE S XN AR & OMIM Morbid J& [
c) HNEFAR, FH| CNV RAIEIN HT LA
d)  FHIAE R T HAEE W HAD ONV;
e) ZAFl ONV X3 o MHuEdE (W1 DGV e3¢ CHRH A IEH Nid &+ H /N BA S IExRE)
HNEEAR, ENHER B ONV b5 7 267 T 7] — 5 K Y 5B A5 0
9.5.1.5 ERFUPAL ONV ARG ANE HI/TS JEPRER X 5, HoAfE LR 21 Y 2590 AH [R) B ALY ONV 2241, ]
BEVTAL CNV PR e 22 R 1 B30 M SR HE BT CNV 1R B30 1 5 D1 ol A R SR T 3 1 9 AR SR8 5 5 VP 2 TR 11
BORALE]— . FERE B ST 4 R

11
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FU) B WURR AT A 4B A 8 B 349 1 3L PR > OMIM—Morb i dJ5 PR > HT T 0 50 424 12 7 771 0 A R % 3 1K) > oAt
OMIMZE Rl Bl A7 SC RIS FOFE R (PLoe 5 18 B BB R R D

9.5.2 Fh&k =BT

9.5.2.1 W[ RBIRA G R H o — SRR/ XA ¢, BHRHT & 1E 0. 45 43/, HEMH &t 0.3
43/
9.5.2.2 WJfi AR A A e H AR s — SR R/ X SAH O, MR R TE 0.3 43/, HEMIHET A 1T 0. 15
53/
9.5.2.3  n[fi G AR & EERE A/ B E B AR T, BEROET U 0. 15 43/, HEMIGET AT 0. 1
53/l
9.5.2.4  H R EHIMEAh NOEAE LLT R .
a) Frtk/ARRr R R A E S EE 6,
b) ARG AN A BRI IE B ZE A5 A T AR ) 5
c)  FEVPALFEDRIG R & SR B Ho PR RANTE I, B2 /03 2 AN R AR AL 3 R o), ml Ak
NUEHE;
d)  SCHER/BUE FEAURGE — B kA R, HARVEAE ONV IR Ak, HR M SRIEmR G — 80, PR
BT & AN —ANESE, B VFr A HEE
e) BN 0.9 7.

*o6 HRM/AMGREREFIE

R i

EFLEEY K (Gillespie ZF& 1)

6L R A (Beckwith—Wiedemann £ &
fiE)

e e s R AR g, R4

e P S A LR — SRR R/ DX I 5%

il A FUE R R

Ci=gedlic

HHEBAR

1o P R S (R R R — JE IR/ X3 5% B )L BRI R GRIERT R R R AE T B
“ﬁﬁﬁ” )

— R %5 CHARGE A MEAH G MIZRIL, Bansasi O
WEGRRE . JE L. A KIRZE. AR E ME

P
B IR

A R LR S R/ B PR A A S i 1 KEIBLZ
I PATAE

9.5.3 REAR—HZRFGIAFMH

9.5.3.1 W HEMIFRA SRR /FRHXIFRBEMENA—E, S5 KZHRERHA—, 110
ZEE-0. 3 3.
9.5.3.2 RAUR—FEHIPEAh NIBAE LR E .
a)  ETREE CRIESCHER/ B D s R SRR/ XIS B I R AR — 8, 85 K Z ik
TBRBIA—F, HEFE 0 5
b) N I I PR I TR A [ B (R R A — B E R R B 7 sy, RGNS, WA R
HAWHME. FiEERsS, w0, 15 4/61, H&E-0. 3 4.
12
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9.5.4 IREFIFRARHMREGIHIITE

AT e R T A IR /R R AH X IOCBR I R B — 3, Hom R, (HAR R L RIER A, o B
TEAE LR S

a) FrEtE/AERr R MR ESEE 6;

b)  RENFREE], FHISIEET 0.1 77

o) FHKREBLZ. BWES R RHEREN, it

DA b RT3 B 0. 393

9.5.5 REKLSERMINTME

9.5.5.1  SCHR/EHE FE RG] ONV 5RBUGZAE I B0, L3888 sr: 3~4 14, i+ 0.15%r; 5~6
A, 0.3 =74, it 0.45 4.
9.5.5.2 o B ECHELRLEE LT JE

a) HABEHEAEEERFHILIUES;

b)  ANER AR E AR, SRS K RO R NS A AN, 7T NS B

o) ANFEKRMIIBEAT Rt

S REVEAE T REAFERIEZE R, (B R R —F A, i G 20— 5 R L4 BEHR B A) 34 5 A) 5L

/B4y IO I, ASETESR B B H0. 4555 o RS RAEAE KL BOEAR, B B E T BE LR

9.5.6 IEHSBRHIHITM

9.5.6.1 SCHR/BHEEZRG] ONV SRUAILSE, RS, HEBEZR R A —MHRERMNEE S R
H, #1045 /K R VR4 NIEANE LR E .

a) MNEEBIZIELSE R EEAEEY S-SR, milER R SERD |

b)  AREAEIIRAIE, IR N-0. 15 /K R

Rit=-0. 997
9.5.6.2 SCHR/BUHEEZRE] ONV SRUAILSE, RS, HEBEXRP AR R AR R KA+
%L\Hj’ -H‘_O. 3 ﬁj\/%/\a E%-H‘H%T%—_O. 9 ﬁj\o
9.5.6.3 CHR/BHEEZRG] ONV 5RBAILE, RRAEEES, HEBREZRRZRPTLHFERAE RN R
R, 110,16 4/ K R, RibEE-0.3 7.
9.5.6.4 #AEEHERRIMICERE, PLUNEEAREHE NI .

a) VNN SE 4 A B B SRR I A

b)  FAVRFAEIG AR R A A CWEIGR R AE SRR IE)

c)  REVHETIEAT S (WRATHAG S EE N EE AR |

d) RIEER;

e) FERHENE GERRIARZ XBRIER IR MEEN SR SRS A (RAU I —

i IDR

) WREIGR (E—AMA PR a2 Rt 4L 4 A B 4 R RS
9.5.7 NtEBFIABAEIRAYIT(E
9.5.7. 1 {FAERFIEAS ONV (P I xR 70, RS R R H EFBEM®ZESR, 110.45 20/T01, Bt
70,45 47
9.5.7.2 AFLEFEVEAL ONV [Rm B EE 7L, KRR HEFREMEZSR, 110.3 /01, BitHE
0. 45 4%
9.5.7.3 AFAERFUEAL CNV 3973 491 X6 FEIF 7T, A8 7 7E B3 5 06 R ALAS HE AR AR, H CNV AEEAIR >0. 1%,
11-0.9 4.
9.5.7.4 BEVEZE S HE NG DL R R

a) WHREEHLSGE =10,

b)  SxTRBZHAHEL p<<0.05, OR>5, H 95%FAZ XAl FR>1.

9.5.8 CNV5ERABHTREEMNTMN

13
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9.5.8.1 AW FHAERKIE: DGV SARHERHEEE . gnomAD SV H4f £ B 56 3 A FiAs) S 1 5 AR e 25090
£,
9.5.8.2 AN NBFEIREFEARE N KT 1000,
9.5.8.3 fFvPAl ONV 5 B H LA S (1) 8 8 X 3 5 4 PEAG ONV 1 80% A |, HAEE & XA
OMIM-Morbid JERIBY, WK A% AR R BT PEAL, o3 I

a) 0. 5%<#HFE<1% it-0.94r;

b) 0. 1%9<iHE<0.5%, it-0.3 47;

c)  0.01%<#i%x<0.1%, t-0.15 4);

d)  fEHZAEIEER, DR ER A
9.5.8.4 5 ONV MR A TE AN, TIANE AR TPl

9.6 THHEEHERALHEANKESE
9.6.1 IREIE KR AR MRS Il E A =N

AR Y B AEPPAG AR 30 20T BB S S o SERR/ ™ HITAG I oy, DR BT A R R B M X R A5 B
AN, AZE IR U T 2 IR, O BSOS 5 R A s ONVITAE RS HESSE o PPAG 25 S S (R 2
LR ZA RO, B EE R SR LML EHAER RIS, W25 B A AN 58
AN, HAEAE, AN .

9.6.2 CNV AL RHIEE
AT E R HHONV A HT R, WAL S ISR ik B A il R A3 AT VR 4), 0. 4577 .
9.6.3 CNV AIRETRATEME

9.6.3.1 SZREKH ONV AL, KUK, W, TxEEE, HBEERMIEE R, 11-0.3 4
9.6.3.2 KEKH CNV Nitfs, RMIER R, TXRGE, HiEEHRMIEREE, 11-0.15 4
9.6.3.3 ZEEHMH ONV AL, K RPNV 5RMILIFBY, WAL YR kB A E 2R34T vF 47
5 0.45 45

9.6.4 CNV ERBEILHH BT
G ERG HONV S RAURIL Ay 8, NAE SR DU ik B A G 8BTS, B0, 4597,
9.6.5 CNV RENIFEEEAS SRR

9.6.5.1 ZiaHBAL(E R LERME R TLERG, iH0 7.
9.6.5.2 RIGHBEMEELETA, KU, HS5OHRERPIRMY -8, 110.1 7.
9.6.5.3 AGHBULAE RILERA, RARR, HEOMERGIRMY -8, 110,15 7).

9.7 HmMLZHIN

MRYECNVIF RAL S FEAR R VE 20 40 MIBEAT PSSO 570, RS RHR 0 HE BURMESE S . 5K
TAVEE R R M IHEIART

14
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=7 ONVBRMEFRSREENSE

Binass BUORES
Ril345=0.99 BUw
0.90< RiI37r<0. 98 SEMRLEUR
-0. 89< R 111373 <0. 89 e PR 7 SCAR
-0. 98< R340 <-0. 90 BBl R
Bit154r<-0.99 RA%

10 REAE

10.1 ZRHEER
W NEN B SRS . Wa. thoZMal. EREE. XAERESZREMRNEE, 7
A5 B ES. HEM. B,
10.2 F=@mENESR
i RS O N A P
a)  REDSRTY . BRI AR S 2 Y
b) AW E: BRSSO IR 5 UM RIR R R AT .
10.3 TRER
B AR LA
a) WRATR: CONV &5 R IR 7 XN A5 A N G0 Ml 183 4% 2 RS [B iy 44 48§ (International
System for Human Cytogenomic Nomenclature, ISCN) B¢ AZRIERHAL Fh< (Human Genome
Variation Society, HGVS) #HI<HHVE;
b)  AFFIRM. HEIbRENERR (del) BRER (dup) ;
c) WRIBAERI: HBCASE. BEEL B R ECRF;
) BRLEAE: RSN GIURURE B/, OMD-Morbid JEMH) | M AR
PiE (4 DECIPHER) 2 1% NBEAIR B B (40 DGV) AR AR Ic 3. Uk P B 3 A 9%
XK
e) ARBURMERIAIE: WEAE NEUR SEREUR. IRIKE SR, AT RYE R EEL R 1% CNY,
R LA @ N B R i, JEBURAE G R, AAIRE R
£) A EURMEAR SRR R XTSRRI AR 5, AR 25 5 i B 58 40 B
T 1t BH L AR I35 R 01 PR S o 12
10.4 & FHPR M 15 AR
PR BB AT ARSI R PR A, A IR AR S B B AR, A G R 2 2 DRI M i 5 R

R o CNV-seafig RGIEH Gt i BE L B L v L1 4 X 3 (Uil 420, b XD« B PESOH

EX Rz

HAb A5 o S AR BN NMric 2tk (small Supernumerary Marker Chromosome,

SSMC) “SEHe ikt o X TREAE], RERMHEINEIATIAE W RAETHE) » BRIl 45 R i T

T

10.5 SNFE

15
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et o N S BLCNVS L I e B 37 T R /R ONV AR B . 75 DUBORR AL A OGBS U2, o S8 2 T Al
PP AR R IR 2R AS (Wicopy ratioicopy number) ; Xif TG tafbl s Yot Rk XM HL . EE
oL, PIERRRRTE, NARIEAFZEYE Btk e @ on b, wREIEE S HEm . g,

1 EfEEH

1.1 RNENEE S

1111 EREZAEE (BT A N7 T CNV-seq HIR TS BRI B AR RBRYE, Z3 A X Y ik e
PEEA L 4 DX I RS I U M A, e VAR ARSI Y e Ak B TERE TRER T C X (Azoospermia
Factor C, AZFc) HJ CNV,

11.1.2 2 U NMEERTEZR, R ] ek B Sum e s, B EumtEAR F T g7 74 2
AEIG; ZIRTAMREE Y 522 57 LCYRTETT KT, TeiES %A 53 1 I PR &5 J= i s 1 Joi 4
11.1.3 2 EUE O MAERTENZR, K o] ek IR IR B ORI s SRR T 2400 BT 7K P Ak
PEHE . SCRRIC SR, oV X% AR S (i R v P I R Ay, e H DX Py 25 DRI 5 900 1) S T L 90 T L
HII AR B .

1.2 RNEIEREEA

11.2.1 9K EUR B BUR A i, SRR R B -JE R R OCEA I Can O R T . R I RAs s , LA
MR ZIEEAME BEE IR TR TS LT Pds i Cn RS . TRBETD , 5% A R KR
(N R TAR, HEBR SRR —J7 N AEFE R & 5 AT R AR s #5 SR T %A 57, AR S BRI PR
F VR R VPG AR 57 3500 1T Re DL R AR o

11.2.2 FHBRAFAEINBAL, MGG INIRRE AN ZFAT AL (WHELL 16p12. 2 Tl R AFAE A B3
A, BUGE—PIGUE CIACRE CNV-seq Kl ) DLBAHAAS S KI5 -

11.2.3 WPk EARS, NOGEE ARMER . Ltk F MR aRBELLE T 58 S 3G R R I EZ
HA—, [HEBFA TV QR X, Pt n[E ™ 1 IE PRI -

11.2.4 AR RONiH 58 25 SR R Tl A e B0, S BCK A AR AR ST IO, e &R Gk
M (quantitative Polymerase Chain Reaction, gPCR) . SNP & F#iAREE,

11.2.5 YRR S SCRIAS i, B2k (BN RS S IANH e 1, b s B i s
[ s 33 B A 5% SR A BOdfE B B8 (1 ClinVar. DECIPHER. OMIM %) , #idis g 58 37 A it 5 3088 S 3%
Tt VAL 25 R AR, T ANE AT R RIL D E T

11.2.6 SRR RAEESR 6. 7. 11, 14, 15, 20 55 UPD SR etk X BUN, B 4437 1R 47 H
FEARAGIN s 25 F IEAAG I &5 SRAL T IR X, MR EE K« 5% i I S5 AN [R] By 30 (R AR 3 AT etk % R 40 56
WE, FEPAT X4 B 4G
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Mt & A
(A3EMH)
ACMG 3R Z2 38 ONV JEIBIR K 1 &
A.1 ACMG 35Fg 321} ONV Eh&iFIRIN & 418
ACMGHE 3 73 W CNVER R 38 T & 734 LA, 1.

= A. 1 ACMG 35Fa 218 ONV BRECIEHRIN M /7 1E

EYE Y UEHE I PEALE

iy ERHATMRIPIL VA

1A: A8 A g i 2 PR B At AN RO S D e o iF (g
PRI

Kt AR N
1B: AN E E b s AT N D RE LB E e, sl

BENG TR, BRI BERERTEL

-0.6

ARy 5 O/ TN A B R R (HDD S0 RAE SRR/ B PRI X B, o AN A2 b i 22 55 =
PRSIV CEVRIEE] 1 7, WPHOAEDR, AREESAE Rl D

2A: SEARTER TR HI FEDR /R A X 1

2B: oy a5 — > CURNE HT R 20 DXk

CNV ARALE CUkN HT X3 ) o ik PR s [X 35

0
55 R N B 7 . . . _
SHRARAET R A8 BT HT KR S M A s 5 2
EHUR (HD pIEEE
R X 5k 1 B 5 H % HT [X 35 A e e ) 5 B 22 R X 3
FEF2 W R A
2C: 7B HI R 5 UTR (AEFE 3’ UTR)
2C-1:5" UTR+#B 4 gmfih [X 0.9
2C-2: {XfE3% 5 UTR 0 8 0. 45

17
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2D: 75 HI REH 3 UTR CRELEE 5° UTR)

2D-1: ¥ 3’ UTR

2D-2: A R)E MR T X, Hfa e IX

B EUR R IE
0 8% 0.9
2D0-3: WERRE—MMETFXEL, HEE AN X
TCEUFRIE
2D-4: B 7 wJE— MR IXIE, aFE ARSI
0.9(PVSI) .

2E: CNV 5ty 7 i LR [R) — 5 N 3% (ZER P ONV; ZE R KR 0. 45 (strong)
AR 0. 3 (moderate) .

0. 15 (supporting)

2F: S AnrE— AN RLPE ONV K4 -1
5 T P
R L B 2 STRIRPE O KEMA TR, (LS S5O
AR '
AR
2H:2 A58 2 44 L0 T UK P U0 e 2820 — A~ HT S 0.15

m

=0y ER ARSI R B PR A

3A:0-24 A 0
B AR A
3B:25-34 LA 0.45
"
3C: 35+ FE [ 0.9
SEVUER Ay A SCHRIRIE . A SR RN/ B 06 5= B E i B CNV BEAT VR L R B4
AN B IR~ AA: FTHRIE MR B v B R S 1, EH R e S R 3R _
0.9
BRI FER A X 45

18
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AB: R AR Y 5 B ]/ PR A X — B8, HLR e B R SRk
AEANUASE P 27— 52 ) 22 P B R AT 41 DX 4 5

4C: HRAB MR AL G R /B R A X I — 8, B BAT = R
A A/ B e P A e o 12

AN B IR B~ AD: HRIE )R Y5 TR A S D]/ 2 (R 4 (X A — B el e Ak A "
0 8¢-0.3
KA —F —
N " N 0. 1/%41,
AN B IR HE 4F: RIE R T SR/ R X s — 3, B R R,
AL KR AR H {2 78 S5 PR T8 A% SR R R SR %4 0.3
AF: ZWME R 3-4 0.15
AN B IR~
4G: MR RW IR 56 0.3
KEMH
AH: SZRMNR R TREEL 0.45
41 RIEELIEEFES — B FRNEMHERE GZREa
-0. 45/ K%, £%£-0.9
—E. MER. SPRAMRE, BRASMEEmERLID
PRSTI B E R - 4]: fESRIEE R R IET MBI FE A GZmEE —8
-0. 30/ K&, £%£-0.9
PR E RIS 5 B JEFR . ZEFRAMER, HEEEAELEmmRTD

AK: AESEIEH KA I N EIM R RS Q2RI A
LELD)

-0. 15/% %, £%-0.3

- HEATN
FHEYE

AL: AL TXIRA, AR EE DG E SO G2

0.45, £% 0.45
B30, SRR
AM: AHLEF R, ARRAE B PR S GZRA
0.3, ££0.45
BAE—30. R R e R AR AD
AN: FEEBH R IET NS -0.9
10: 5% NN RES £%£-1.00
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555 HRor: VRAIEAR AL L TR B SR 5L

16 2B 7 N K EHS 4 #B4r (4A-4D)
5A: TEEE 4 fBorik B E3E 1 RIFEAT IR
A HEAT e PR
5B: HREHRAER . WTHE, LERE. ONV AL HANILIE R
-0.3
HI5C Bt
T A SR 5C: BFERMAHER, TFME. ONV AL E 4 IE % 142
-0. 15
B3 Bt
TESE 4 8B4y (AF-4HD)
5D: fEEERAT ONV 5RAIL
BEAT I 4
T HH AR S b5 e 7Y LRSS 4 34 (41-4K)
5E: TESE 4 #ioriEATEE
Ritsypms BEAT L FEVE I
5F: Tk LS R 0
5G: TEFEEBMAEEE, BERINERN, HESOHR
0.1
e T A R G451 2 7R — 3
5H: TiEFAEAEEE, BERA R S CHEA
0.15
EEIEZIIEET
A.2 ACMG 3EFGEI CNV ESIFEIL E
ACMGHE 75 %3 13 CNV 5 & IF 348 01 S 7018 LA, 2,
2 A2 ACMG 355 & M CNV EEIFHREIE S E
TFHE 7 TIFHE I3 PG M
Ay R AR I A
1A: A8 TR 1 i 6 H s H Atk e 1 R FETh R ok, Lo
0
A5 S
sy | K
1B: AR (R RS ST AT AN Thae - BB molk, s 0.6
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ENE TR BRI IR

By SRR EAEBUR (TS) o BEFIEAL (HD 2 R/ ZERADORES, #5400 2 W k%

ZH = AR RS

2A: SEAP s TS DN B e/ D g D8 5 R 75 LR In
DX P

2B: Fl oM o — N CUANE TS FER /5 R AH XI5

He4nm 1S A
WL F (1) ONV ANEL 25 B0 B B0 JE DR 5 A 2 1 TS JE R4
ol e R 4 X 4 2R S
B IX 35 0
BN 4 2 A LN 0 B0 A R Bl O B X 357 21 s i
BRTEIX B TS R 21 [X 35 R 34 A5 A a2 1A B0 228 DR AN T i X 4
2C: FER RS BRI R DR N X sk 52 4 — 3K -1
2D: /NF EANAG RS UL A N X 38, T S B T T Wi g
-1
EAHHER
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