CPEMSATZBZARECGE TR ) 2020 4645 12 245 3 1)

© IRPIIRIE - 63

SR Y 2 ay R R 21-=4K 1 )37 18

BERY FREF EHE KRR
J"RB AL RAERE Bzt e, 7R J7H 511442)

[(FESES] R714.55 [ #k#riRB] B

21-Z AR A AE . XFR B IR ZR & ik (OMIM #
190685) » J& 5 5B 0 1149 G € 7 0 o J2 e i DL 1Y)
P BN TR 5 | ) 2 0 B A L R R AR 1 B R
1/600~1/800, HAZHIZ) 95 %0 Ky Hal =14, Ji [q J5i
RMEARGY B BB 10~2% G B2y i 3%
~4 %0, FRIEIRA AL | JE M BEAE T 1963 4R IR IRE
R X A £ A BB

Gy A Y (A% A AR 2 B L TCAR S ] i 2 45 1Y L AR
BRIP4 FP R Bl T 1421 S5 6F
T3 14 DA G AR AR E I EIERD 21 55
k.2 1 RESMY 21 5K TP e K B
G HE DT S q22, e IR EATSRBE M 21- =K pYiE
Ko 21qGq G i KZBURH LK EM .

SRR R — AR IR R (R TR S b R s
G LA I — B A E R R A
. WU 2R ARl 2 Z e 4K 3 il kA — IR
Wi, A~ B 2R BOE HE B L — A AR
AR YR BE T R AEAE 2 SRR Y (6 R
[E) o s AT S A= A () 5 R0 A [ 50 % 6 4 G ) . S5 L
ARG 1 AR R Y R AR TR S R AR
— 30,2 D EA A KL 7 BOTE W BEAL 3 4 L P
BB RY.

1 lEARFE R
L1 ERFER 2,278, FRAZHN,

GAPZATL, 2015 42 7 A~ H W iR L B BUK 517,
2016 AR 1 7. Mcfid. 2590 1 WL AR IE R A IR,
BT A it o TS AR L o T S T iR L TR R . A
UCH 26 JH I A1 e 7 42 7 B PN R I . SR K o

DOI.; 10.13470/j. cnki. cjpd. 2020. 03. 014

;2019 4F 4 A AR Be# S iR L2 287 JA . Rk £,
SEKBARKERE ERREERA. 2019 444 A
12 HORARL 2 G247 15 L™ B2 W

L2 it E ORI A T e
LRGSR LR 5 68 ~T72h W H .G WA . 4 [ B
G HACE R 20 DML 3BT 5 AR
LI G (4R G Al A B 23 A 45 2R O < 46 XN,
idic(21)(q22. 3), & 1.2,

gl 1e X
ST
o o
LU

B1 LB ik G WAl iz

I

21 22

2 '4
PR S
oA =™
3"\ } t"\ Q ‘,,
e Li,,/ ’9
%‘)\ P «.?‘!-a\ &
S ¢
),

B2 feJLBF M ik G WAz



64 «- IRBIIRE -

L3 RERMEF 2R NER  arr[hgld]
21q11. 2q22. 3(15,016,486-44,608,136) X 321q22.

CPEFPFATZ W R E B TO ) 2020 4£55 12 %555 3 )

3(44,609,881-48,093,361) X1, 3.

iew - 20190419_083643_007_194068.cy750K.cychp

File View

(/0 9 20190413_083843_007_124068.cy760K cychp
+ Weightad Log2 Ratio:-15...15

18-

- WWWWWWMWMWWanWJMWMWNM ¥

3 Q@RS b

2 itig

A5 151 4 M 35t 1% 2 A A 45 SR 02 46, XN, idic
(21)(q22. 3) , 2155 WU 22 bi e €8 {4, W7 224 i o 42
RET 2 5 21 SRR MRS 121 iz
A 2421 SY AR K 8 L FE q22. 3 B,
ITAERM 21 SY@k, BIE 3 4 21 Sif@ikk
BEHE DL 2 —FPaE 5 W00 =W 2R 8, B A
R SRy R 8 R g €8 1A A A AN BB 12 Tt B AR 1L
INEER RE CREE RS R BN RILE NE B FR .
e PR B 370 o BT B 7S 45 % < AT o e CNV
RIL 21 S Yo ik 2 b ¥ D1 % AE K (copy number
variation,CNV) : O 7E Je A & 21q11. 2-q22. 3 fii &
RETSE, FBIR/NY 29. 6Mb. U & 270 A~ JE 1
OEG O KRE 21922, 3-qter L8 K BRI B

KNGy 3. 5Mb A3 & 89 AHEH ., Yo o A ik 1 51 oy
Mg FAE s T Al i A 2 4> 21 S Y iR K
PEOLL IR R By 21- =R E5 5 Ak IF oA Y idic
COAEER MR B . Yo R 451 5 B 7 ik
FRY IO P 5 T 77 T 32 W 0 I DR S B v B 0 T T A L TR
T AT R AR A T B

2 % X W

C1] FHE SRR, 5. BE LR Rt AR —
BILT]. A 2B 2% 3K, 2019, 36(3) . 288.

C2] RV BOLELKT 5. RILSE RG22k B 21- =k —
BRGELT]. o E A Sl 2e i, 2018, 26(12):60-61.

(5 H H#H :2020-03-20)
Yt i« SR SR



