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B&: FITHARENEFE (NT) 38 IULIT 58 E 5B A A R ERBR A A5 B ML, F &

F 2017 41 A £ 2019 5 12 A B AEILNT = 2.5 mm £ 7 43 40 4R AE 2 = 5735 07 P oS AT 7= 3195 B 69 B da Ak A BT 3t %
EMEFK, KL 45T Iy, BBILHERR R HTHA TN AL ERERE M, WRFHHLER, &R 45T AR M
Fr A 142 % (654 ), FEARFE NHAMMEEE 221 % (101 4]) o 656 FEALBRFFE, Kbl 6-F4H1
Fo 2 G EE SN, FiB B K B B g, 21 1< 6 mm B M HE S (CNVs) £ A 55005 . 7T 465 R4
MR R ERMBERBEL, HAESWARIAFTF ., i HEEMNAFE NT F5 8 F 05U A5 B F LA RIFedils R
BRAMNL, SBEMNFREIER, RGEAIAEEEGIR, Bt b 2 ERBA SN LR M e Mk / MEL, 2L EHE
P A B Fe AR R AT R AT BB, A A T4 NT 385060 7= 579 b Fa ki sk &
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JE A 7 A A R A S 2 AT P RTIZ K, B AT A
B H AR BR B 2R . BUITHSE B JZ )2 % (nuchal translucency
thickness, NT) JE/ 5 LG AR H LU A REESRZ R4
B MR R W AW R B EHT @ &Y E NT 3855
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NT 34 )5 8 LA 2 3 MR B B E K, FEAR A I HEAT = il &
Hor AN G i R AZ Y O3 Ao ISR 21 ], SEoK 436 491, St
457 Pl AR 18 ~ 44 %, P (30.0 £ 1.5) %o &R
B fiE ) LR 522 G o il 2 PR AE D) &, NT JF /2= 2.5 mm
TERAHE T NT 395 fdrie 2.
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(quantitative fluorescent polymerase chain reaction, QF-PCR) .
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briy 4 A48 (ISCN 20160 ) An iy 4. i &2l ¥ 1 e
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unknown significance, VONS) . affE [ PE. RAE S Fpisoe P,
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® 1 21 1< 6 mm AlmfKE L CNVs iR/ {EE — 8

Ptk H < 6mmCNVs CNVs B Br CNVs IGFR

WS iR 4R Kb B
1 46, XYt(2;10) dup(22)(qll.21) 25Mb  22qll £HE
(p13;q24)pat ZEAAIE
2 46,XY dup(22)(q11.21)  2.8Mb  22ql1 EH
ZEEIE
3 46,XX dup(22) 55Mb  22qll EE
(q11.21q11.23) CEEIE
4 46,XY dup(2) 3.0Mb  MYCN #:[H
(p24.3p24.2)
5 46,XX dup(14) 2.1Mb  f{ TRMTS
(q23.1¢23.2) FE DA 40
6 46,XY dup(14) 29Mb  NEK9 #[H
(q24.2q24.3)
7 46,XY del(16)(p12.2)  05Mb HRKE S
JEMEAT
8 46,XY dup(16)(p13.11) 1.3 Mb 5Kt
REFEIE
9 46,XX dup(17)(p12) 1.5Mb  PMP22 3L [#
10 46,XX,del(10) del(X)(p22.31)  1.6Mb  STS H[X
(q26) del(10)
11 46,XX dup(X)(q28) 02Mb RAB39B [
12 46,XX dup(2)(ql4.1)  02Mb  FHEFUR
13 46, XY del(12)(q24.32)  1.8Mb  wAEFU
14 46,XY del(15)(q11.2) 0.3 Mb AT REEUN
15 46,XX del(15)(q11.2)  04Mb T HEEUR
16 46,XX dup(17)(p13.3) 0.6 Mb T HEFUN
17 46,XY dup(17)(p13.3)  0.6Mb W HEEUR
18 46,XY dup(2)(p22.3) 1.4 Mb VONS
19 46,XX  dup(6)(ql5q16.1) 2.8 Mb VONS
20 47.XYA+21 dup(2)(p12) 1.4 Mb VONS
21 47XX+18 del(2)(q13) 1.7 Mb VONS
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