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VLAESRe, Yt AR T4 %1 43 B ( Chromosomal Microarray Analysis, CMA) FlI%E T R — 45 (Next
Generation Sequencing, NGS) & K 2H#5 DL 3078 Sl /¥ £ K (Copy Number Variation Sequencing,
CNV-seq) fE/=HT1ZHI. JLFH AV Z ARG 2 R, AE RS T TH
HEREAL AT B R MR XX S EOR IR IR PR L & 7 A R i 7 & X RIS, {H % [F]
XA B A 25 H AR WA R AR R 8, e RS Witk BT 20 AR AR iR ) Lk AT g% 2
Rl LSRR ARG ) LR ARG B BB =, BRI R R SCAN 58 1K ¥ DLE0% 5+ (Copy Number
Variation, CNV) S 5EIFRAEAHFF ¥ AN RIS, B Lo Ay B B 2R FE AL H EAL
ToFHE R APIRM R, Rzt i) s i & O SO B A, 25T B ATEE A AR ) =
PR A%, T 75 T LI b N\ B Te ) 5 el RS S IICNVIEAN RES B A% Pl SR A A I ME R
M2 I AR R FIANZE , Rl g A 5 38 A A 200,

H I Y X CMAJCNV-seq )™ i B2 A L 53R o, HEFX B AR (R RE i s o
FNEOLRTT . BE UV . S5 R AAREE . RS RS KL S A T T R R AL . ST,
N Z X LA TT JECMAICNV-seqier il (117 BT 12 W AL AL B 56 25 78 LLE A 158 i A 53R
NZFERIETHR T, X CMAICNV-seqfE ™ Hil 12 Wr b (i I AR S FH 405 FEIT 1518, 3 5 8 DL 7
(CNV) 53R X I ai &R A& (Regions of Homozygosity, ROH) HIEE D Hrim e 7w brifk 23R

H N SRR E R, LAIA BICMAICNV-seq & B TE = B2 Wi L S A 16 B 1
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1 EHE

AFRUERLE T AL e Wi, #0500 R (CNV) H5EFA4AA X (ROH) H%dE»
Frmfes FEFEE . WS NELER.

KBRS T B AR A 8L 22 Wk B R B 28 = 5 R E R I LA BOR 2212 W S 56 =
A A ORI RS 34T (CMAD BUEE TR — A 1) 25 BRI 419 DUECR el 7 R (CNV-seq)
X} CNV 5 ROH FEdi b 2 KA AR A

2 AEMsImxH

NHNSCAERS T ARSI R AR AT A, PR BB 5 S, AGE B ASE T
KA FLRAVEBR ARSI SO, HsofhiiA CRFE A BB SR & T A0

GB/T 29859-2013 “EWfs B2 ARG

GBI/T 34798-2017 A% %4 & 17 H1 & =0y

3 ARBFEFMEX

NHUARERI € & T A A
3.1

RS 534 chromosomal microarray analysis; CMA

BT IR T2 ) JE 3, i Sl 2R R AL IR PR BT A S R g A7 = e ek, FH T
RIS DR 2E 4% DL S5 Rl e Al R 0 S DR 2 P 1 X ) st DX S — Fh AR 41 3 i
HR,

3.2

EFEEENHERMEFRA  copy number variation sequencing; CNV-seq

BTN AR 52 A P 4 5 R L0 3 7 v R e DO 6 R ZH 4 DU S (Rl 2R ANl o 55 S5 K]
AR TR [ —FP 7 T AR

3.3

EIHET R copy number variation /copy number variant; CNV

A R 2H 5 A SR S350 . — AR Ky 50bp LA L PR 20 K B DK hn e 3 sk
Ao FERICNT BT ES, £ AJSH N EEFHER R —.

3.4
HEHEA A X regions of homozygosity; ROH
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WERR: XK I AR A A SRR, A RN, R B TR, Bk E TSR, #
R ANEEAFERIAL L, WEROK B SRR BEA (BRI A FII, WZAL RO & (heterozygous) o USRI EARAL
] Az 2 6 R SO SRR RS IA B R et ) B — VL W IE SR S AL L N P AU AR 2 i ek &5 1 (%
NE 24 5 Wz RE A A5 X (ROH)D

35

BF¥ 4K uniparental disomy; UPD

FE— MR 2K RIVR G AR HOR B R 25 A, Bk B AQCRE—J7 g Cutk i B 5 — J7 1 1)
P 43 HUAR

3.6

R/N\XIZXE  bin

BT v I SR B #5 DUKCAR S5 73 A o 2k DR 28 ) 93 e 85 T A R 28 11X T 14 3 /N BN
W A R N X REEAT I P SR B Ge i, SRR AR A0 T 2, XX Nl X
AT & I 5.

4 HEBEVE

P 4l 18 5E T A S0

NT——3IU%E 2 (Nuchal Translucency)

DNA—— i Z %R (Deoxyribonucleic acid)

PCR— R & 50 % (Polymerase Chain Reaction)

chr——4 a4k (Chromosome)

STR— LA EXE Z 751 (Short Tandem Repeat)

SNP—— LR % 251  (Single Nucleotide Polymorphism)

SOP—— A EIfFE (Standard Operation Procedure)

DECIPHER—— A\ ZRIE[RIAH A8 AR U HdiE )% (DatabasE of genomiC varlation and Phenotype
in Humans using Ensembl Resources)

OMIM——7E 28 \ 2K i /R i A 54 %2 (Online Mendelian Inheritance in Man)

DGV—— NI 45 #2873 45 - (Database of Genomic Variants)

ACMG——E [H [ 211 AL 24 5L R 4 22 2% 2> (American College of Medical Genetics and
Genomics)

ISCN—— A\ B4 st 24 RAE [E PR iy 4% 44 CInternational System for Human Cytogenomic
Nomenclature)

HGVS—— ANZKRIEK 4148 F 404> (Human Genome Variation Society)

FISH——3 )6 JE AL 4432 (Fluorescence in situ hybridization)

CCMG—— & K EE2EE 22 5 %4> (Canadian College of Medical Geneticists)

SOGC—— & K= Rl EEA: 14> (Society of Obstetricians and Gynaecologists of Canada)

CHPO—— 1 sz NSRRI bRk 1EHL S (Chinese Human Phenotype Ontology Consortium)
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QORI KR S QAR DRI i o 5

TR SR # M

A ) AT 2

TR H AN FR A2,

7S EINANANE

AHURENE F ARSI 1 65 2828 L A0 73 1 23 B i o el 3 s

R REPAT I R AT A SE R, 7T RERR BT X RIRIE, 7T REAFAE B %R A
Py MR AR ANRILL 022 57 SRR 1 DL T 3 B0 Filfm SR T R IR, DL PT REAFAE
R R MR PR A L5

AT REAS I 2R 2 AR S AR ESIRAR SR IK) CNVROL K s R U i) ROH, - 7
R 5 T 5 2R AR

FEAY SR NBEAL LRI ZR RIS T, AR ARSI A T e T ARR b B A B2 2 BT T &
YSE V& X

AT T 0 AT R FRE BRI IR PR R 2E L 210739088 7 Rt R PO BEAR I8 LR AD o

5.2 CMA/CNV-seq FERIIZHTERIFE
i3 BN YRR e (HN PR T DA R A 2

a)
b)

c)

d)

e)
f)

EAGEE: fiERAk, REEA . Fle. R U005 BRI, FER=E,
FEERAE . FIE . BURE . BEASRAL ImRI2 20 (nfr) 4%,

W EAE R IR e, BRARSE CHEMIG. W™, JEMRAE=45) SR s K R
ARSI S5 2R 4G

AU SRR SE AR A5 B NT BUB A BERRIE O G LB A 200 GRHH R
GEAT AR, B A SO N ISR A bR E I CHPO AR AR RALE B U
Lo A AL B N A B2 BR AT = KB e o 45

RAMEE: VEIIFR AR K, BB B, SNEIL. AR

RN TR R & R ERIA D Bt

PRAFRNCIE DL KIS A B AR AEE RS2, WA RER T A, &
BHOPEER A . BUOREITR] . 3R AR (8] SR AR R S sl CHR BB IR % B

A HTARLRRE B R E LGB SRR B S RIS B AR, DL P RIS i TR 24 R i
WO WRAETE T LT 5O0RERE, A e A E S SEE W Z (Nuchal Translucency, NT) J&
JE=3.0 ZKR IR JLE AT CMA/CNV-seq = B2 Ir; X TR LGSR W, (HEHERREFN AV /T2 W
[f1%215, CMA/CNV-seq B M 73 #r 25)a] ide 6123 61, 3 DL ARy Lt 7 45 4 5 B0 (BN BRT DU PO e O I 5 3
A HRLE R G BEROORIBUR Se R LT A AR . IREESR R B WIRAETE ARG B
TRBESH BRI ER IR MRS, Tk 2 At BILEAAERSZR . Ml R, M 0 & 5
W RFXT 2 AMRBIRFIRL . AR (BEAEFRINEREAR . B RAER R, B &)
B AR = 3 TR S BB A KO S, CMAVCNV-seq % B 7 B R e 4 fit 5 v 1 e Aot e 8. 231,
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6 CMAJ/CNV-seq F=RTISHTBYHRA B2 1417

6.1 FRARYIERE

DN IE G 240 M 5 SR T R T RET A A P R B i O 181, N UG ARASSE I DNA J5 E.
AT o

6.2 FRAGHEIEFIER

ST = H AR AR TS Ak 1) — N B AR R SRS Y DNA TS UF PR FIVR B sl DL S A o BHIR
DNA {5 %%, [FINA] 22 LU S50 30047 H B -

a)  FERIEAKARAR: JESE, B0 AT L B B IJC IR AT LI IS g

b) FERIGREARA: EAEE ] IWGRE, FEHEBCEKE)TFS] (Short Tandem Repeat, STR) 737
SEIGAIE SRR A R TR 5

¢)  FERIMFILARAS: STR 73 BRI B ML M 21 8 (H H BkIE SEhm A A B YR 1 5

d) Ve ESERRAH SRR AR EBUR FHM, X EHR B I (8] A R0 AR AR LAER L) DNA &
705 7™ B [ S DNA Jof 558 4] i

e) Frf1T CMAJICNV-seq 7= FIi2 Wik A3 @ 3047 STR 8 SNP 73 B Sk 77 v2: AHERR B
P51 DNA 15 4%.

6.3 FTRIFEIKIRARIALIE
FERT 2 KR A 2 AT e G R m PR I €, 2R bR A T 5 9% 5 $2 L DNA 33E4T 5 2461
6.4 FEEIRALIERR

AEIEHIFRAIOR [ BAEY, BFEEA SRR T LU EE:

a) JEHEBRIITIHLRRA . CICVESEE DNA B FH AR R BRI AR A

b) ZE. BrilbrA: SIGUFEAFAE ™ &1 RRETS J B ICHERR T30 AERRYR AR AR B2 LY
DNA i E A G4

c) A RAPUESE ] RE 32 PCR 3G R bR As (SEIR AN A& PCR 255

7 CMA/CNV-seq SERCHRAERIARELER

AFIfF CMA/ICNV-seq SE56-F 6 ¥4 N 24 6 3 AH LIRS 56 2= AR/ R AE (Standard Operation
Procedure, SOP) , #iA N 53N 24 4% 8 HE SOP $1AT

8 CMA/CNV-seq IEARIE. EEFRIFEXK

JT-F& CMAJCNV-seq /= i it A& 2= A5 I 1 5L 7E T B T 2 7T 75 4 CMA/CNV-seq - & 147 1 e 46
WE, PEASHATE ] BN S TR E R B AR AL R SOP X IR SE I8 OB EA T AT
JRAE, ST E WL e, N B AR K AL . ERSINAHE I R DRI
HUO S S R R VERE DIOE, SRS N CNV/ROH ¥ i@ fe 71 = R L,  PAVPA sk
56 2 R 1 o A AR SR R D
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9 CNV/ROH HIEIR D Hh#ISE

9.1 CMAJ/CNV-seq 4B R EITHI K& 57 #FT cut-off F{EIRE

T e AR B BE AT R AW . AN R SEEG = AR B U P & S22 Y R SR UE I 2K
P bRtk K SOP LA«

X HEN T IRAR B, R UORAE AN RS & TR PR ET 40 B FI/E BOK/NBHE AT HE 1120
IriT. EANKZECTE CMAICNV-seq =R 2 i 1) S2 56 %76 B 40 Mt 2 BL 100 kb (CNV-seq
P65 K 25-50 R4, 100 kb (SNParray V&) BZEs: 3 MREHE S (Array CGH “F-6) NiE
{EHEAT CNV g5 R D08, BIME B I /N o] BE 7 5K B 2 AN 2 BB BH 14 45 JR16-181, 3 B 1) cutoff
B 48 B 2 R o AT T AR B A GE T 4 B B MR 1) DNA R BV, b #8348 base, BJ—/Mgdt, kb
J& 1000 /ML AL, Mb S 100 TANBREEI A . X T ROH, & LL 5 Mb % B A i JE 5% 1k
(91, 25 Fe AN [F] (1) 6 BRAET 2 B A R ERAN R, X BRI e e TR e 4R R B Ui . 599k,
SNP &% ] CMA “F- &5 & CNV-seq Hi AR ABERE H ROH, - 75 7E 115 R 15 B4 Ah i i .

9.2 CNV 9ZEN
9.2.1 H=m

T EBRFRERT CNV BT T4 28 (BUit:. nTREE0R . IRARE ARG, ATRER M. R
(20, 211 55t CNV 432 (1) W7 3= B AR E0 45 CNV 2 759 56 2R 1 i Ik (R ol 3 B % i, 2R A gmig ik
AT PR 5 B ol 2 8 AT sl DX S 70 B AUkt . SCiHiR#IE . ClinVar, ClinGen. DECIPHER. OMIM
K PR L S5 2 A A USSR A Ll ARSI (DGV/DGV-gold/gnomAD #i#iE 22D
A EENL. AR FRIE CHrRksus L [ AR R0,

9.2.2 HumEtE

% SCHR A LB P, B CNV AEAESM AR R 22 e S A e A BURTE . 1%
NS EFE LR IF O
a) —ROMREEES S COHIE R / R B SRS EEUR XA AL B R /N F VLR
b) Bk 2k DX A A 1 DR LA R A R BBURRBE DY, A X I = AR R U EE ] (ClinGen
FIRBUR T E 3 7)) 5
c) Bii% ClinGen CNV Zi&1E & & (http://cnvealc.clinicalgenome.org/cnvceale/) 1§ 7 KT
“:F 0.99 43

9.2.3 THEEH®

A ERIEE R HH B0R TR MEIEE X, (8 H BURIEYE A 2 DL e HEum I, B

Q)  WAROFRAEFIEACBUREER 5 (K ERmLTHD ISR (FF SR KA
SERCIRAL BB L) 5

b) ¥R CUAIERAE R A 2 UL R LS 3 7E N I 2 N OB 1R O

¢) WA ZRIHRGIRIE IR SR E R, RS &R R EE 1% ClinGen CNV ZE51F
IR R85 F 0.90~0.98 4,
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924 RM

% i SCHR CUE SE BB BB PEAROE Dy R PR 5, REE RVERAE C A W IR B0 W L 2
BHERB, 4.

a) M CNV 7E DGV gold 5% gnomAD 4 Z [ 411K 21%;

b) 4% ClinGen CNV Z5& o4 #4355 /N T-551--0.99 414,

G FERIPAKZ, X R CNV BIFER ZAF M, Flhn, FLq BrE S vl fee RI%ER, AR X
PR S U AT 8 LA R PR = 5L

925 TWRERM

HRGRIEHER 1% CNV R AT RE 5 S8R BE IR A AE IS, HERNIERAIRE] “RIE” o2
HIFR e . 1% .

a) Wi AREFZ IR R], (HAIFE<1%;

b) TR BIAFN A P TR =R

c) 1% ClinGen CNV £ 541404 & 134 A T-0.90~-0.98 4321,

9.2.6 IfRKE X RPTH

AFFE UL PATT—281 CNV, &—ANER) iz a2, Hh—Ln] §e7E DL ok 1 iE
PR AR SN BURPESL R R CNV. R EAHE DR L

a) CNV JBUK/N I S0 = il 2 14 25 BE

b) CNV 7EH@ AR AT, (HAH<1%, A2 DB R 2 S

c) CNV B8 /bREER, [H MG HE 5 B 1550 771 2 BUs;

d)  SCERERECE ZE XTI CNV 28 BAEAE 4

e) HAFERENI CNV, oS 750 5 ¢ B S A 52 AN 28

f) 4% ClinGen CNV Z5& 14044 %45 731 1--0.89~0.89 4321,

9.3 ROH 4ZEN

WIERANAE — 2 e iR L =10Mb 1) ROH, MAIL4E% & #.5% — 4 (uniparental disomy, UPD)
AIRER 9, UPD M= AL 4 M = B & B 7 4k Cheterodisomy) FlELSE[R] A& C(isodisomy)
JIRE T = FhiBM . SNP array “F & HBERIIH isodisomy, P, 4% (& chr6. chr7. chrll. chrl4.
chri5. chr20 Bt ik ok A B ROH A 8N UPD INF, B ENiCHEK ANTE ROH X4 P, N 3k T
UPD Z6:iEC a] fi i Methylation-Specific Multiplex Ligation-dependent Probe Amplification, MS-MLPA
B & SNPISTR 73845 7718) 4, % ROH C#4eiE )y UPD, Jf Hi% UPD ¥ K ] 2 3 o e Y
IR S HIF, R NE0F UPD. #5HERR T UPD Al g, NIHE NI R & AN ROHRA, 14k,
ROH [X 3875 7% [& 8 75 1) F A8 /R B PR L e, TR 16 5 (i fi i 1 X 3 47 3 WAy (16p13.3)
X3 [¥ ROH, H TR 7 ANBE o 3R 22 192 5 22 R A% e 48 23 1y, FLVB £ 1) 208 URS B2 45 T B AL

9.4 CNV/ROH BN HTIRFE

Cr e R SME T SR 10 200 & 8 I PR 2006 T LR S R R S A 2 5 SR L 2
(ACMG) Al REE K 417 HLES  (ClinGen) 2019 4RI & AT S A ILRY, X174 CNV/ROH
B ST B AR T
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SR B ) 5 TR PECNY X 15 4 1 A ok Sy B
B AL, ONVIFS < - 0. 25 Mb (i TR dh A% 25 Mb ROH T ol 3 i
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R ORI AL UK AENS S (R L) 75
(B P R A AR A R MDA (0 153 55 4
WAL FERK: B A 5 RS SR K AR B K
AL, JURA -SSR CNVIEM T
0.90~0.98%} {7441 v Y 542 J9 T il B

KALH
BRG]
EXILIPS/SIEY 34

PR BIIN TIER ¢ T s Sfls
MR AR %: B [| CNVERE
BRI AL S F it e || AT
St: KA HClinGen CNVE |[-0-89~0.89%)
M T =0.90 ~-0.98%)

L2 v
Aifsic W ROM ILE AT
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7= 1 CNV/ROH HiEDth T B R F| S EiRE

&7 K ClinGen CNV 283445
=-099 R (B) ;

s . . WMENE -0.98~-0.90 AIRER M (LB) ;
B YA HriniE Sl -0.89~0.89, 5 /R UCABI#E (VUS) ;
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