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(# ZE] BH BRI 2R DS 59T (copy number variation sequencing , CNV-seq ) B ARLE 3= Wit (&4 50 Br
KW . 77k 2016 4F 1 A—20184F 12 I #EHEZ T 55— N R BERi2 i 8 UREAS 112 1), R FH AP 4
RIS = PIREAS AT A BRI, R A= A5 B2k e W i P RE A AT BB AEAE M e (iR S . S5 R - OFE 112 9 B AR
o, Qe IR EE L S8 3 56 491 (50.0% , 56/112 ), Hy 55455 008 8 1Y) 43 ) 2 16 =4 (27.1%) \45,X(24.3%) .13 =4k (10.8%) .
18 =4 (10.8% ) o 1 56 il Y fofh S 25 S v Yo (B H 555 37 1411(66.1% ) , Y- (IR S5 40 8 12461 (21.4% ) , it & 1 7 441
(12.5%) o 1£ 12 GG RESH S50 v, e 30 24 AL P 45 D158 57 (copy number variation, CNV) , /N BEK B2 0.24 Mb, B
K Br58.90 Mb. ZERGIN 1) 244~ CNV H1, 184S CNV A IR R Lo Horh 2 M S iR A E R 27 G E . QB E =35
YO R SR T 5 63.2%, 4 < 35 2 KA YA ST H SBUN L 1 47.3%, =35 5 A 50 R < 35 5 418

15.9%. £ : CNV-seq HARAEAE 25 206 H AR B AP AR AR & 1, 18 RE R ARSI /DN Be it i R AN &2, RORAR g 1 e
RS AR 23 TR DR AT e R ZERO RO A T SR B I R 5 6
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BRI R AR WL O A, TE I R 4T
R A AR 15 109%~20%", TiA TR 2R 2R
L R TN 1Y A AL ol AR AF
FEHRM, 50%~60%7# I e h R AR e (A 57
S, HA PR AT AT 30% 72 IR iR g ¢
W g R IrAEke, B AR Y H AR 1Y &
Je& , HAEAIN 3t 7 2H 2R ) AR R AR AN 5 DU S vp
B R w0 R BRI S B2 S i A
PR T —FRAE ERR R R ARSI B AR
WF5E DIMIRIR BE 4235 PR 2H 48 D1EC 5000 )7 (copy num-
ber variation sequencing, CNV -seq) £ R X} 112 i i
PAIREAS AT , X300 W 45 R i R A B
XUTTAT AN G AR A% A 5 sl , DU CNV -
seq TLARTENRNG 4 LLB AL 272 W b i R T (L, A
R RZEXOT AL B S st G KU PPAG FIAE 5.

1 XEMTTE

1.1 %

PEHL 2016 4F 1 H—20184F 12 H 7EHEZ T 45—
NREBFH2 W AR B35 1240, W H =4
PEAT A FE PRI e, R 435 0 3 B 5% S i I 2

[XEfREB] A

[XEHS] 1007-4368(2021)03-424-04

BB FEA . 2R 20~45 % R 52210
AR Y =35 4T <35 B . XTI I ik
S B MESR KRR IR B AT A i 4% (0 A A% 2
Kl o AT 2 BE B P S 2ttt
1.2 7
1.2.1 #HASRLEADNAJIR

FIGE B ARG E AL &0 A B K v 2
TCIK)G  AFHGWEA BIHE , eI 3~5 mg il B 15 OV
W, fINA 180 pL Buffer ATL }%2 20 pL Proteinase K, Ji€
TIRAT TN 56 “C/RIE s PR R . RATIRAR DNA
PRI S PRI A LR 4] DN A, 29 20 ng/pLe
122 ZHid En o

DNA 3C JE 4 1 J2 55t % & PCR 73 #r Je , H
NextSeq CN500 HL#S X FE i DNA #4742 5P 2100 )5
(0.1X), W7 ¥t 5 EMARSH RN A (hgl9) 7
G Ao HT A B DERC 81, AR AR A 1 75 DL
B, AR RGN D X 7 24 € AN DX I Py A0 45
Ao REREASKS I K B ) KL A 2H 75 D10 S (copy
number variation, CNV) 5 A & 44 (8 (A& 48 55 50 4f
(database of chromosomal imbalance and phenotype in

humans using ensemble resources, DECIPHER) |, 3 [A
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AR SR 7 (detabase of genomic variants, DGV ) L) f&
TELR N F R 15t AL 48 2 (online mendelian inheri-
tance in man, OMIN) 47 LEXT, 43471 CNV 1l IR 5
SCo BEAMFIHT STR B AR i 7 Wy BE A SN i 1 S it
P GUAAT STR 3T, HERR BRI TS e fn =A%k e 2
FEAREAE AT o

2 & R

FE V12 B3 =R A, e (o fA 25 S S 3 56 44i)
(50.0%,56/112) . 1 56 Bl o ik S5 45 5, Ye e
B H S0 37 611 (66.1% ) , Ye oA 45 16 54 12 1)
(21.4%) i AR 761 (12.5%) .

2.1 FEIRFAFFH

SRR SR W 2 16 =R
(27.1%) .45,X(24.3%) .13 =1k (10.8%) .18 =1k
(10.8%) (% 1),

22 FEKREMFE

112 B35 7= A A T S 0 o e G AR 2 ) S
12 15], 2 & ¥ 24 4~ CNV, /N BEK JE 0.24 Mb, 5%
K5 Br58.90 Mb., TEA I i ) 24 4~ CNV Hr, 184
CNV A IGIRE Lo AR A B HE CNV b, kB
2 A0 Sl R\ B 25 A AE, B Cridu chatsyn-
drome %5 i A1 Wolf-Hirschhorn Syndrome ZEEE
H P Wolf-Hirschhorn Syndrome Z% & ik i £ 12
205 YA AR KB E B (R 2) , i R FENTT I
155 ) S5 A T A ) i G A4 A I, 22 5 Ry A 5 o7 45
W [46,XX,1(4;12;20) , E 1], 12415 =4
PRGE R S B, P 4 91 R ZERUT AT AN I e 2

R1 FBEEAHBEFERHER

S ‘ Horl | S A
g P gy | oxw P ()
16=fk 10 27.1 XN 1 2.7
45,X 9 243 12 =4k 1 2.7
13 =4k 4 10.8 14 =1k 1 2.7
18 =1k 4 10.8 15 =1k 1 2.7
2 =4k 2 54 | 21 =4k 1 2.7
20 =ik 2 5.4 &1t 37 100.0

22 =ik 1 2.7

PRSI, B 3 1Bl 2z 7 Sk VA oy (i 2 A,
A 3 BIFZER T SR I Y AR 45 R A5 IR
2.3 #hAR

V12 (0 7= A e, 2edar I o 7 B8l 54,
H 145 70, XNN, +2[60% 1/69 , XNN[40% ], } 3 1
i A (R 3),
24 FHERE

BAE =35 0 BAE Y O R S 0 S BT H
17 63.2% , 41 < 35 % LR YR S H S BN U™
HH473%, BAR A SIS L AR EXES A
=35 AR R <35 B 455 15.9%(F4),

3 3t i

CNV-seq 5 T AR 7 £ AR X AE A DNA 347
S BRI (0.1X) , MF 4550 5 AN K S F WA
HEAT HOXE, 38 3 AR 5 B2 oA LA R A2 K R AR AT
REAFTE R Y (R AR DG St o e (R AL AL R AT LA
HERAA It B SR T O R LAY e (0 1A% H B4

R2 REEEMNFERHER

S KAl AR B/ (Mb) A Tl R X

#46,XN,del(4) (p16.3-p15.32) ,dup(12) (p13.31-p11.22), 26 15.64.21.74.17.28 H
dup(20)(q13.12-q13.33)

#46,XN,del(5)p(15.33p13.3),dup(5)p(13.3p13.2) 33 33.56.2.38 H
46 ,XN,dup(16) (p13.3¢q21)(q21q24.3) 39 58.90.23.88 H
#46,XN, del(14)(¢32.13¢432.33) 33 11.34 H
46,XN,del(15)(q25.2) 30 1.78 H
#46,XN, del(4)(¢32.2¢32.3) (mos) ,del (4) (¢32.3q35.2) ,dup(12) 26 5.54.21.44.22.08.27.96 H
(q24.1224.33) (mos) , dup(16) (¢q21q24.3) (mos )

46,XN, del(8)(p23.3p23.2) ,dup(8)(p23.2),,dup(8) (p23.2p23.1) 28 2.56.1.56.2.24 H
46,XN, del(X)(¢23),dup(X) (q26.3) 30 0.23.0.38 H
46,XN,del(18)(p11.22p11.21) 33 1.08 7
dup(X) (p11.3p11.23) ,dup(11)(p11.12) 29 0.64.0.52 ¥
46,XN,dup(3)(q22.1),dup(8)(q24.23) 24 0.24.0.64 o
46,XN, dup(7)(q34) 28 0.36 o

R RFIERTTATHMNE LG AR
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ARLRIRIRIRL ama/
THRERY 88 B8 w4
5133 31:/ :s b b }6[ o

E1 15#8ELRZ2E5NE MR EEZE ST ERE
R46,XX,t(4;12;20)

®3 BEERELRBKHER

SRR B (%)
46,XY/46,XX 2 28.5
47,XN, +13[30% ]/46 ,XN[70% ] 1 14.3
47,XN,+2[50% ]/46,XN[50% | 1 14.3
47,XN,+4[30% /46 ,XN[70% | 1 14.3
47,XN,+6[40% ]/46,XN[60% | 1 14.3
70,XNN, +2[ 60% ]/69 ,XNN[40% ] 1 14.3
At 7 100.0

x4 ARERAFBEREBRL [2(%)]
el 1ER R
=35% (n=19) 7(36.8) 12(63.2)
<354 (n=93) 49(52.7) 44(47.3)
x=1.01,P=031,

LRSS IR <0 Red 7181 IR (ERPAR RN 7%
ity B SR T AN, i 7 S o A% B T A, 2k
WO o CNV-seq T BREN T 13 BB - ORI LR
T FHEARZ R 3 A LA HER AT A 21 100 kb, fi % #
W2 R EORTE CNV 5 Q4 5 F T, 10 d BIAT H 4
s OBRAETT BRI, 4 h RIAT 58 AR AN, AN
i L IR B AN, LRI T sl LA SR
DNA JEATIF , BB o AHZ R A 7 B
B4 CNV -seq H AR To 1k K G E AR T 5 457 A7
S5 e (0, (AR P R T, AT A 4 B A
& (uniparental disomy, UPD) 7E N 1) 7% & 4 $it 2%
(loss of heterozygosity , LOH) #4745

JRJIG G A S VR Sy A AR 1 R, o
A AR 1 50%~60% ", Hoigt e A AT 5 A div AL
AR A FEARFIE . AR 38 7 KR, DNA 1972
S B LS G A AR H Y78 S R G (0 AR S A 1 AR

St o BUH 7R S A A5 G (R A A S =i, D
Lo B R O R R S N ST b 5 4570 S T EAR G (A
R B ik BN 5 . AT,
V12 (3 7 e A B B 3 i, St e B (AR S
$56 41, Ferp AR B A5 R 37 511 (66.1% ) , H B A
AR IO 16 =R (27.1%) (45,X(24.3%) |
13 =K (10.8%) .18 = {4 (10.8%) , 1] WL Y /K% H
ST R AN AR 15195
Qe R =K, X 5 SCHRIRE A AT S g
TR NN A KA 8%, 19 S YL ik HA B
(4 G+C 5t oy E A 3R i A T 3R A R L, T 2R e
AR R A AR RS R S TR LR R 3 (4 J3 ) B
SRR, F 2 B E SR IEE A & Jf
AT EHER,

Je RS FE S R FAR T B R,
ASBIFFESEAG I H G (R Z5 48 S 12 6(10.7% ) , =i
TLMENTSE (6%) , 5 - A Al GE AL GEAZ L 0BT 73
PEAAK S CNV-seq BRI I3 e, RE R L
% CNV, 7 12 451 57 5 3L A B 24 4~ CNV, dig
/NFBUK B 0.24 Mb, iz KRB 58.90 Mb, 37l K
DIREHED . FERTIN 1Y 24 4~ CNV i1 18~ CNV A
I R S, X BB B0 PE 19 CNV 443 BUIR /iR L™
HAEFBLE BENKFRE ZREE O
. AT KRB 1 1] Wolf-Hirschhorn Syndrome Z5&
i, EAMAFERE 12,20 5 B (A0 7 X 52, 1245
BRI R RAE N 6, /N K RIE L
K J1psaR G  E B AR R AR KR A FIR SR, N T
WL, A A i SR A A IR R ZEXUTAT
SN L G QARSI 22 75 o -1 B o 45 2 L6,
XX, 1(4;12;20) ], A BCHFHE B IS TR AT 5215
i 12 WT (preimplantation genetic diagnosis, PGD) . It
ANE KB 1 B Cridu chatsyndrome 25 S AF , 25 A 1E
AR FE I RARAEA DR /N FLAU Y, AR T 2
INKIEHE SRR B S AE R R BRESE K
LEROTT RATE— kA, O E —ERRIL, Z &
B ATRETE R o B ARG/ 2 L5 G IR iR
BOCIEEA NG AR H e, AU I R L™ 5
AL T A S BOE , X EEZ L /b B R FR I
FSZIR , CNV -seq BT LAPRIE | 2ot ar Il 1 e
PRS5 M) S BRI, I 2 X R ZEXU T A1 A i
G R R R WA s ARSI, h PO B R T A A
B PA

ZEAE I A P R R R R N R B
R S2E , JCH 2 i 22 30 A 1S 22, LB B 48 i
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TEIRAN Ty 38 Je A 2243 3 ad T v B DR 0 2 R A 1 )
IR 38 85, 5 A JUR i e G P e S 0 ™ g IR 446
Ko ABIFE IR BEFWR=35 2 KA GO 55 5
BT 1 63.2% , 4F <35 F KA AR T
BT 5 47.3% , BAR e GE i ER
25, A=35 G UL < 35 % 5w R i 15.9%, 7]
IR P

£5 LITIE , CNV-seq FORAHBENS = KL H
FEBATRFIR 5 1A, 140 BE o ARG H e G AN B
R e ME A2, RO i 1 e (R S i B Hh R
AR R 0 S R ZE U5 R AR 1 SR AT
AMERIER
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