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Abstract:Objective To analyze the characteristics of abnormal karyotypes and chromosomal polymor-
phisms in peripheral blood among the genetic counselors to provide the evidence for clinical diagnosis.
Methods A retrospective analysis was conducted on the test results of 8 096 subjects who visited this hospi-
tal,received the genetic counseling and completed the karyotype analysis of peripheral blood chromosomes
from January 2018 to December 2024. The types, polymorphisms and constituent ratios of karyotype abnor-
malities were statistically analyzed. The large sample reports of karyotype analysis published in China National
Knowledge Infrastructure (CNKI), VIP and Wanfang databases from January 2014 to December 2024 were
simultaneously retrieved,and the abnormal karyotype analytical data reported from the literature were com-
pared with the study results. Results Among 8 096 subjects,237 cases of chromosomal abnormal karyotypes
were detected with the detection rate of 2. 93% ,and 1 031 cases exhibited the chromosomal polymorphisms

with the detection rate of 12. 73%. Among 237 cases of chromosomal abnormal karyotypes,126 cases were the
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chromosomal structural abnormalities (predominantly balanced translocations and Robertsonian transloca-
tions, 95 cases) ,100 cases were the chromosomal numerical abnormalities (Turner syndrome being the most
common,42 cases) ,and 11 cases were other abnormalities. The primary reasons for consultation among 237
cases of chromosomal karyotypes abnormalities were the adverse pregnancy history (23. 63%) and infertility
(18.14%). The detection rate of chromosomal abnormal karyotypes in this study was lower than the com-
bined value in the literature (3.57%) and the difference was statistically significant (P<C0.01). The propor-
tion of chromosomal numerical abnormalities in this study was lower than the combined value in the literature
(56.75%) sand the difference was statistically significant (P <C0.001). The proportion of chromosomal struc-
tural abnormalities in this study showed no statistically significant difference compared with the combined val-
ue in the literature (47.85% ,P>>0. 05). Among the specific types of chromosomal numerical abnormalities,
the proportion of trisomy 21 in this study (8. 00%) was lower than the combined value in the literature
(40.16%) ,and the difference was statistically significant (P<C0.001). Among chromosomal structural abnor-
malities, the proportions of balanced translocations,and inversions were generally closed to the literature com-
bined values, while the proportion of isochromosomes was significantly higher than the literature combined
value,and the difference was statistically significant (3. 97% wvs. 0. 98% , P <C0.05). Meanwhile, the significant
regional differences in abnormal karyotypes were observed. Conclusion This study shows that chromosomal ab-
normal karyotypes in genetic counselors are more common in balanced translocations and Turner syndrome,
with a relatively high detection rate of polymorphisms. Compared with the literature combined value, the total
detection rate of chromosomal abnormalities and the proportion of chromosomal numerical abnormalities are
both relatively low,in which the proportion of trisomy 21 syndrome is significantly decreased,in the chromo-
somal structural abnormalities,the proportion of isomeric chromosomes is increased significantly, which indi-
cates that the regional difference exist. The peripheral blood chromosome karyotype analysis is of great clinical
significance for clarifying the cause,guiding eugenics and healthy birth and reducing the birth defects.

karyotype analysis; genetic counseling;

Key words: peripheral blood; chromosomal abnormalities;

eugenics and healthy birth

Yo (A 2 S R M R B B R R (sl &5
W AR 15 RS ) — 2 st A PR 9 o LA 7 B A 48
WRA N 0.5% IR EIZHE W IR AR AL 5 A 22
AN ERKREEEE WEBRE ERXMZ EEIE R
KW 4E, T HErwIEERARIE Z R A R
H O EEIE R O R, e R A R 2
VT % €, 445 1) S B R L T B B e R B H S e i
KT S5 48 5 5 Sk AH O 9 1) 9 DXL 2 i 4 A 40
AWFFEEE 2018 4 1 A & 2024 4F 12 A T AR 78
Z WL B2 I T Y AR AZ B ST Y 8 096 i 327 A
BHAE NIRRT G, B FERR T FL Yt kS 20 T A g
oo TRIASE R BCRE 4 T A9 A7 06 27 15 5t XTI 10 4F
R 2T GRS R 5 g = RO T SO
JE 1 A1 T % €8 AR A% T 58 SCER AT TR R 5 AT
AW FEAAL BT T ASBE 77 FiF 12 Wi O 1 KR A ol
I UG A 2R G SCHR A, B R T 3R A [R] b X
R R AL T R 0 25 R R A R OB AE
AL BE A mfE ANBER R R 2 W s w5 4 F 1R
SREEG R, SRR E I,

1 #ERl5AH*E

1.1 — %R HEL20184E 1 H&E 2024 4F 12 AT
AR e A2 I HEAT IR AL T 1 L 57 A R i e e R A% T Ay
BTty 8 096 i 52 A6 35 1E M A 78 XF 4 47 [l Ja 14 43 7

YN NBRUE - (1) A% R 23 A7 25 55 3 B T 0352 5 (2) I IR 9%
S G R N NPSINE NN RS =P N i
Ho o HEBRARME AR AR R R A A S BOR R4 B 45 R
To L., 8 096 Bz k& h B 4 037 B, 4% 0 d
266 % ;M4 059 BIlLAFEIR 7T N ZE 64 AWES
IRTFABE B2 2 40 PR 3 S L HfE (2024-BF 56 147-03),
A A W R Ak

1.2 3K S50 A0 R ok 40 B 55 3 O M B
2 LR A 0 I8 25 A7 BR N 1) 5 717 U I5% G 3 AT M 3 1
AR A BRAFD s BOKANER NS AR A
BN W) 5 20 1 ) A5 A 300 O N 2k B A 0 8 R AT PR S
FD s AL/ H R/ VKBS RR (R RN R T A RAFD
JoE R A R an S AR R A R A R . BT A
6 (18 26 BB RN \D 5 CO, SRR FR4H (6 Nuaire
NED s A S AR OB 8 AR MR A IR FD
FEUZ 434 22 58 (WU A8 A= B A BR A 7D

1.3 Nk
1.3.1  JetafRZB 0 AWESE Sk [ 5 B, 4K

P A BE 7™ F1 2 W v A0 JE] i G € (A A% L 43 BT A o 4
YERLEE (SOP) , $2& HUAZ K 5 W 13 42 32 A1 & 1 G 0 44
AP R E X (S Ta ST o ok R (A ]
T Zk A T2 Y HORESNE KM 2 mL, Rt
BEA ] s BRAE N TR AR W) 42 4 M N i TG T 45 1 IS



o 1342 -

HIEF 5K 2026 £ 5 A% 23 %% 1038  Lab Med Clin.May 2026, Vol. 23, No. 10

ML B A 322 T F 90K B2 40 O %5 9% 45, B F 37 C.5%
CO, BEFH PR 72 68~72 h; B F K5, A 41 i
A2 AR 0 CS-A W R M A g e A% 0, ] 336 10 il
DNA & 5% [R5 40 J5 401D 4k 22 55 3% 17 hs B S InA
[ 2540 CS-B W CE AU TT , M B CS-A 19 )
BEL ¥ » [ 25 HE 0 40 M 1E A 22 70 24) Rh 3 ) B 3R 1K &R
PO AZLHE 40 pg/mL BYRK KA FE# 0. 02 mL,
37 CHHE 1 h Ja B U E4NHE, L 0. 075 mol/L KCI
VS WA B AL B 30 min, FH - K T 8 171 2 Y I A I A
il £ U A AR L T 80 CCHEEE 2.5 hy B ML S By 3%
FET 0.01 BB W i Ak 35 s, Az s 3R /K Ik
Giemsa J¢ 8 4 min, K PEBE T 5 B FIFE ATk 20 4>
WI5r 2440, S BT 5 AR AR A N S AN i 35t 4% 24 [ B
A 24 A (ISCN 2016) )l R A% 7,

1.3.2 IGRERIRESFZIE N 22 kA A
Bt 7= T 12 W7 HR O 110 A/ T i e £ A A% R ARG T8 S AR L i
B2 K I PR AR B, AL 46 B0 AR p g 38 A0 4R I
PN 23S DS & R ER N iR ol T SO & B o
LHESHEZER R R I AT L. AR 2
P CRLAE R A L ROE R LS S AR R
B R RCE LS E CANORS /DR 59 0RE L RS | fat R
mR R RS AR A CEALEREAR,
LR At s PR30 4n I B 7= i i A (NIPTD) 7% K &
R HRIIEWRSE ], AR —ZKRHidEAH 2D
SE2 R L ) DL SO AR bR T Y S B2 Wl e 2 R
R A . o 2 RIS Al ST 58 U PR UA S &
AN — SO A P R s R — B

1.3.3 XEREESTRE T AMRRE/RR T
] 0 ) 243 0 T M P R R B RR Sl 2014 AR 1 A
F 2024 4F 12 AR E S A oA A KR
W o DL ] I Y €0 A A% U 7+ e i A R TR oy A st A%

LR URETTE=d
sh =1 U] TR
1 600 *@W#%’fiﬁ—_fﬁﬁﬂai 4
3.33 ){E
14004 gg 298297 S0 M gn, 1o g
= 2.36 1278 1447 3o
o004 2 iﬁ
= i 1124 R
= H
: :
1 000 974 -1
921 IM i
S
800 1 I 1 I I I I 0
2018 2019 2020 2021 2022 2023 2024
A FH

EWH T RAEE M FE ORI ITH AR
SRR U 8 A A TR ST T AR A L e S T AR
6L UEAT R0 B 5 X T RE AR A 4% 4 Y SCk A AT 42
BB A0 . AN A KR U . (1) BIF 5T 285 R 6 17 1 s A 31
WFST 5 (2) AR 5% %t 2 g DR AR 2 fe PR 36 AE (AN | 22 7
SR E RS 232 AL I AT Gt R R A 1Y
B O FEARE =3 000 il 5 (4) & FHFAIFE 2014 4F 1
HZE 2024 4 12 H 5 (5) B 5 Y o 1R A% B 53 0 1
AR BTAE. HEBRARME . (DR A S HE L
e ok J0 R BRI 4 SO SCHR 5 (2) BF 98 28 A R A R R4
ZER B2 WU E 5 (3) BF 5T X 4 A 848 5 i N BE s (4)
WF 57 B R AT L AR WA B A2 B 23 B s v B 55 40
257530, AN A SCHRE I A R I B A E
1.4 il 48 >k A Graphpad Prism 9 Fl
SPSS22. 0 ¢ b 1 A #E 47 804 43 . T F B9 RE DL
BOE SR E R A L RCR X RS, L P <0, 05
RERHGITHE L,

2 % R

2.1 2018—2024 Yo ik 4 1 K 225 M AR K
MEER 2018 — 2024 FABEUWIAR I 8 096 fil 3 K &

R H Y o R S R R 3R 237 ) (e AR £ S ENAE
BEIE D A R 2. 93% . 45 4F B Yy o R S % A
Kt R LB 1A Z ke # R BRI 0~40 %,
PA=>20~30 % i LU i » 52 46 5 AF W8 L 0l 43 A1 15 O
WE 1B, 7E 237 B4 A 0K S5 0 A2 AL G B R 2
Wy SEH 126 ) (53.17%,126/237) , e A {K % H 5 &
100 1 (42.19%,100/237) , HA 5% 11 1] (4. 64 %,
11/237), BAh,8 096 il 57 K & ks t Yo o fk 2 25 1
31 031 #1(12.73% .1 031/8 096) , £ 4F 5 A [] Pk
Gt R S TS Z AR A R L 1,

2 500 ) 29 a5
T
2 000 1 864
- 1751
1 500 I1 510
L‘?\_
=
# 250\ Pl
200 139
150
100 g 98 101
50 A0
o] B
0~10  >10~20 >20~30 >30~40  >40
B R (B)

T« A 54 T 0 % SRR ik B A H R A B 8 096 (S AG A I PR 40 A
B1 20182024 ERBURBEZELHERZTREER EINDH

2.2 Pk REEREBERZEESAE X 237 4
Pt K S AR RE 2 IR AT 4025/ 3 0k
ANEZEPE (23, 63%.56/237) AL AT (18.14% .,
43/237) K5 W WS H (12. 66 % ,30/237) , Hofth 5 [t
B DR R A R AR (7. 1700 R k&

(6. 75%0) Al BUAESE AT R A (6. 33%0) M BALEH AR
(5.0670)5 . A ZHRFEH I NIPT 5% . &
HIRE R AR GR %) 4 B B Y <
3.5%0) A it b SR I 20, 26 %6(48/237)

2.3 QRS SR oy R MR 126 1) Gk 4k



HIEFS K 2026 F5 A% 23 %% 108

Lab Med Clin,May 2026, Vol. 23,No. 10

+ 1343 -

ity w BAE T, O 5 A X B RS A i 95 il
(75.40%) s J iy bt sy 9 2R, BRI & L F- 5 2
66 B(52.38%) . ¥ K G 29 #i] (23. 02%) . Fl i 16
B (12.70%) , SERE e o fk 5 41 (3. 97 %) L B4 A ok
T T 4 B (3.18%) X Yt fRk & 2 f (1. 59%) .,

BH SR EE T R EAE 42 $ (42.00%)
bR, b 45, X M 7 Bl (ARG SR
16.67%,7/42), H 4% 35 B (/5 % 90 28 &5 1E 10
83.33%.35/42) ¥ i A AR A FE R &8 A 1 37 14l
(37.00%) ;21 =AREZEAAE 8 B (8. 00 %) 5 A M 45 A 1

AEF-A7 2 B ke BEAUAE A S RBR A 110, 79%) . 6 Bl (6. 00%0) 5 #5 A bR il e AR % A (+ M) 4 {7
W 2, (4.00%) s HA MELEAAE 3 1(3.00%) . W3 3.,
2.4 BEKEH S 100 i G 614K
*1 EEBEARUINLEEREZESESER BB (Y0)K n]
- RGREN A R et (R0 H S oAt 57 A RGRE 2 &t
% %@ % %« % « % & % E'S
2018 4F  5(7.69) 5(9.43) 4(6.15) 8(15.09) 1(1.54)  0€0.00) 55(84.62) 40(75.47) 65 53
2019 4 3(4.48)  11(16.92) 4(5.97) 6(9.23) 0€0.00)  2(3.08) 60(89.55) 46(70.77) 67 65
2020 4F  5(4.17)  10(12.05) 8(6.67) 3(3.61) 1€0.83) 1(1.20) 106(88.33)  69(83.13) 120 83
2021 4 8(5.59)  12(12.50) 12(8.39) 6(6.25) 0€0.00)  0€0.00) 123(86.01)  78(81.25) 143 96
2022 4E 10(11.76)  8(15.38) 7(8.24) 6(11.54) 0€0.00)  3(5.77) 68(80.00) 35(67.31) 85 52
2023 4F 12(8.05)  14(17.50) 6(4.03) 8(10.00) 1€0.67)  0(0.00) 130(87.25)  58(72.50) 149 80
2024 4E 11(9.02)  12(13.64) 14(11.48)  8(9.09) 0€0.00)  2(2.27) 97(79.51)  66(75.00) 122 88
i 547,19 72(13.93) 55(7.32)  45(8.70) 3(0.40)  8(1.55) 639(85.07) 392(75.82) 751 517
VE S O AR L (06) o BRI B 5/ 22 35 T A0 B0 o5 T 47321 o % i e o A R S 2 35 T LB A L
%2 126 I BEEMRTENDHRER
A o 1 ; a1 L K i % e
%) % B/ n/n)
SY-fi 55 15 Y (o i 5 H Al 7 5.56 0.09 4/3
2 SR S HAD 8 6.35 0.10 3/5
35 Yk 5 HAD 8 6.35 0.10 5/3
AP AR A 5 3.97 0.06 3/2
55U k5 H A 5 3.97 0.06 2/3
6 4 ik 5 H Al 5 3.97 0.06 3/2
75 Yk HAD 8 6.35 0.10 3/5
8 5 e (k5 LAl 6 4.76 0.07 5/1
9SGk 5 H A 4 3.17 0.05 1/3
10 5 3 (4 1 5 oAl 3 2.38 0. 04 0/3
11 5 Yok 5 A 2 1.59 0.02 1/1
12 S Qe ok 5 H A 1 0.79 0.01 0/1
13 5 e o ik 5 H A 1 0.79 0.01 1/0
16 5 e ok 5 H A 1 0.79 0.01 1/0
17 5 Qe o ik 5 HoAb 1 0.79 0.01 0/1
5 X P E R 5 r 1 0.79 0.01 0/1
LN XA 45,XN,rob(13;14)(q10;q10) 15 11. 90 0.19 6/9
45,XN,rob(14;15) (q10;q10) 1 0.79 0.01 1/0
45,XN,rob(13;15)(q103q10) 3 2.38 0.04 0/3
45,XN,rob(14;21)(q103q10) 5 3.97 0.06 3/2
45,XN,r0ob(15;22) (q10;q10) 1 0.79 0.01 1/0
45,X.,Yqh-,rob(13;14)(q105q10) 2 1.59 0.02 2/0
45,XX,inv(9) (p12q13)rob(13;14) (q105q10) 2 1.59 0.02 0/2
{EIEDA R SUNEN 1 0.79 0.01 1/0




1344 - HIEF 5K 2026 £ 5 A% 23 %% 1038  Lab Med Clin.May 2026, Vol. 23, No. 10

gR2 126 BIREEEMFENTHERL

o - ., 4 B H 3 P31
Y% %) (B /% n/n)
(RE SR 1 0.79 0.01 1/0
8 Tk 1 0.79 0.01 0/1
CREE JuRTN 1 0.79 0.01 0/1
10 5 4 A ik 2 1.59 0.02 0/2
11 5 Y fafk 1 0.79 0.01 1/0
12 Sy ik 2 1.59 0. 02 2/0
15 S ik 1 0.79 0.01 0/1
18 Sy fafk 2 1.59 0.02 1/1
20 5 Y (i 2 1.59 0.02 1/1
21 S Yotk 1 0.79 0.01 1/0
X Yo ik 1 0.79 0.01 0/1
A GRS 46,X,i1(X) (q10) 4 3.17 0.05 0/4
46,i(X) (p10) 1 0.79 0.01 0/1
AN R SR R ) B 46,XY,add(15)(p13) 2 1.59 0.02 1/1
46,XX,add(22) (p13) 1 0.79 0.01 0/1
46,XX,add(14) (p13) 1 0.79 0.01 0/1
X Yok i 46.,X,dup(X)(ql1q21) 1 0.79 0.01 0/1
46 ,XX,dup(10) (ql1.2;921. 1) 1 0.79 0.01 0/1
e 55 46, XX, der(1t(1;6) (p22;q13)t(1:14) (q42;q32) 1 0.79 0.01 0/1
Bk 46,X,del(X) (q22) 1 0.79 0.01 0/1
BE ALl A A 46,XX,7,ins(4)(ql2;7) 1 0.79 0.01 0/1
REEIECIO 46,XX/46,XX,chtg(16) (q22) 1 0.79 0.01 0/1
At 126 100. 00 1.56 54/72
=3 100 Bl EEHERENSBHER
) 4 B L )
2 TR R n % Kt 2 0 Bt m /)
21 ZIREEAAE 47,XN,+21 7 7.00 0.09 2/5
47,XX,+21,inv(9) (p12q13) 1 1.00 0.01 0/1
5 R 4R A 47,XXY 32 32.00 0. 40 32/0
47,XXY, Yqgh- 1 1.00 0.01 1/0
47.XXY,21lcenh+ 1 1. 00 0.01 1/0
47,XXY,inv(Y) (pll. 2q11. 2) 1 1.00 0.01 1/0
48,XXXY 1 1.00 0.01 1/0
46,XY/47,XXY 1 1.00 0.01 1/0
R EZE A AE 47 ,XXX 3 3.00 0. 04 0/3
B 25 A AT 47,XYY 4 4. 00 0.05 4/0
46,XYY.rob(13;14)(ql0;q10) 1 1.00 0.01 1/0
46,XY/47,XYY 1 1.00 0.01 1/0
PR g AR 45,X 7 7.00 0.09 0/7
45,X/46,XN 24 24. 00 0. 30 6/18
45,X/46,X,Yqh- 2 2.00 0.02 2/0
45,X/46,X, +mar 4 4.00 0.05 0/4
45,X/46,X,1(X) (ql0) 3 3.00 0. 04 0/3
45,X/46,X,delX(pll. 1;p22. 3) 1 1.00 0.01 0/1
45,X/47,XXX 1 1.00 0.01 0/1
oAl bric e R (+MD 47,XN, +mar 4 4. 00 0.05 2/2

ait 100 100. 00 1.23 55/45




HIEFS K 2026 F5 A% 23 %% 108

Lab Med Clin,May 2026, Vol. 23,No. 10

+ 1345 -

2.5 HAh S H R KA 11 6] = A S
AU, PR 10 4911(90. 91 %) L AL 45 46, XX B (S I
KRERNR2 .46, XY LM (B REFEH FFEK S
KR R P25 8 s 75 K i 46, XY /46, XX ik A 4
1619, 09 %)+ S I ‘B B8 6 Al J 3R A Pk i 728

2.6 YeRZBMES R MM 1031 B4 @ik
ZEMEAHUT . (D WL IR B9 764 1 (74. 10%) ;

(2)D/G d btk X 28561 142 B (13. 77 %) , 1
rh R AR B D 83 1] | I A A K U 57 L WL A 2 i
() EIL 99 1] (9. 60 26D , v 9 5 Yo R [a] {5 7 84
B o B BB 84. 85 % . o Y i IR &2 25 BRI
8.15%): (MY Yefmik £ 2 261 ] (25.32%) ;5 (5) &
ZLRLIX -5 G G N 8 1 (0. 78 %) 5 (6) Z E AR Y
LA 18 HI(.75%), W 4,

Fx4 1031 Bl BESEENEINSH
Hk 2k
Yoo fh 250 el
n & n/n MR (%088 %6/ ¥6) nBn/n F R %088 %6/ 96)
TRASIR B lgh+/1gh— 214/1 20.76/0. 10 216/0 20. 95/0. 00
9qh—/9qh+ 0/16 0.00/1.55 1/14 0.10/1.36
16gh+ 27 2.62 26 2.52
Yqh+/Yqh— 79/162 7.66/15.71 0/0 0. 00/0. 00
1gh-+,9gh+ 0 0. 00 2 0.19
1gh,16gh+ 2 0.19 0 0. 00
Ygh—,1qh+ 1 0.10 0 0. 00
Ygh+,1qgh+ 2 0.19 0 0. 00
Yqh+,16gh+ 1 0.10 0 0. 00
B3 13ps+/13ps— 1/0 0.10/0. 00 1/5 0.10/0.48
14ps—/1dps— 2/0 0.19/0. 00 7/1 0.68/0.10
15ps+/15p+ 15/1 1.45/0.10 15/0 1.45/0. 00
17p+/17ps 2/2 0.19/0.19 1/0 0.10/0. 00
21ps+/21ps— 1/0 0.10/0. 00 6/1 0.58/0.10
22ps+ 6 0.58 13 1.26
Yas 3 0.29 0 0. 00
B A 1 13pstk+ 1 0.10 2 0.19
l4pstk+ 5 0.48 5 0.48
15pstk+ 5 0.48 7 0.68
21pstk+ 8 0.78 7 0.68
22pstk+ 10 0.97 6 0. 58
14pstk—+,21pstk+ 0 0. 00 1 0.10
XA 21pss 0 0.00 1 0.10
22pss 0 0. 00 1 0.10
fETa inv(1) 1 0.10 6 0.58
inv(3) 0 0.00 1 0.10
inv(9) 47 4,56 37 3.59
inv(Y) 7 0.68 0 0.00
A 2R -5 g G BTN 13cenh+ 0 0.00 1 0.10
15cenh+ 1 0.10 0 0.00
22cenh—+ 0 0. 00 1 0. 10
6ph-+ 0 0. 00 1 0.10
15ph+ 3 0.29 0 0. 00
17ph+ 1 0.10 0 0.00
ZEBUENZ 16gh+,21ps+ 0 0. 00 1 0.10
16gh+,22ps+ 0 0. 00 1 0. 10
1gh+,13ps— 0 0. 00 1 0.10




e 1346 - M E S5 IR 2026 42 5 A % 23 %% 10 8]  Lab Med Clin, May 2026, Vol. 23, No. 10
gk 4 103l Bl BESEENES D
B ik
RORLNE A
n B n/n FRLE (%088 %6/ ¥6) nBn/n F L (%088 %6/ %6)

9qh+,15ps—+ 0 0. 00 1 0.10
9gh+,14p— 1 0.10 0 0. 00
1gh=+,21pstk+ 2 0.19 0 0. 00
lgh+,15pstk+ 1 0.10 0 0. 00
l4ps+,22pss 1 0.10 0 0. 00
Yqh—,21ps+ 1 0.10 0 0.00
Yqh—,22ps+ 1 0.10 0 0. 00
Yqh+,inv(1 (p13g2D 1 0.10 0 0.00
Yqh— inv(9) (p12q13) 2 0.19 0 0. 00
Ygh—.1gh+,22ps+ 1 0.10 0 0. 00
1gh+.inv(9) (p12q13) 1 0.10 1 0.10
1gh+.inv(9 (p12q13)/1gh+ 0 0.00 1 0.10

Ait 639 61.98 392 38.02

2.7 SCEAREELS R AR R G KRR
FHESCHE 18 f i d Je AR B 18 F ifE AT . &8
55 HE BB o T A% O R HEBR SOk 7R - 2 A
Ry B2 G SCHRHERR 5 & SCRE B B . 1 s IR o2 % 42 3t
G5 v ARG HEBR L 6 G DR T 41 45 e €0 A A AL 4y
b o B ELAR S B R R . IR A 11 RS
P A B ROYE SE B B IS AT R 2

2.8 PO RS A R L AR Y
A S A% RURS: 3R 2. 93 %%, i AR T R M STk
FE B 5770 . Z R A G E L (P<<0.01), if—
ot . X—27 FERTRAKEE S 51
() 2R T B AR ST e AR E B S0 ol 42.19%,
CHRA IFE N 56.75% , “H R A LI ¥ B L (P<

0. 001) 5 1M A BIF 5% % €0 (A 45 1) S5 87 o Bb 5 SRk 5 R 1E
(47,85 HH L, ZF RGIF#E X (P=>>0.05), FIX
W™ T R AN (R b X g AR SR R R R Y
ERS M. Ml AAE e ik 8 55 3
(4.39%) b Jm &, 58 b il o 2 DL B IR B H R
R FE (72,87 %) i R A 2w T A AR T DA G
ARG Hy S AR 5 (77.98%) . FE AT Y A R A%
U SRR R (6. 18 %0 dae i » e AR B H 2% 5 e
(67. 24 Yot 5. 25 I =7 32 7 1% b IX 0T BB A7 76 (45 %
W R . o5 — 5 I, M T ARG G £ iR 25 4
SO AR (18, 22%0) L TR B L 22 M S 3T i e
S8 RS R SN S B AL, WS,

x5 EBEHELEEREREARER

o %N MR P EH SR
) RRHEROO GAIFII " SARIILS R Ut S QS L ] AEZD) kA I B e

A 8 096 2.93 Vo — 42,19 Vo
kA I 75 882 3.57 — — 56.75 —
7L 5 631 4.39 A 72.87 A
By fa R 12 874 2.28 v 60. 88 A
wergit 5143 4.32 A 50. 00 ns
(R 5 286 2.59 v ns 59.12 A
ey 4079 5.12 ns 39.71 ns
R 13 545 2.94 v ns 45.73 VR
25 3830 4.07 ns 48.08 ns
Iinnee 3255 4,64 A 43.71 ns
NI 4 580 3.67 ns ns 22,02 Vi
22 it 11 087 3.45 ns A 43.34 v
e 6 572 6.18 A 67. 24 A




I E¥ 515K 2026 £ 5 H% 23 %% 10 #1  Lab Med Clin.May 2026, Vol. 23, No. 10 o 1347 -

ZRs BHEIeaERELBEARER

o YR H R H Y (o IR S5
AR T 25 0 H PR ERD 5CaIHE RS CE e TR

AT — 53.17 ns —
SCHik 4 9 — 47.85 — —
M A 18.22 vy y
o K5 ns 32.99 v VR
Pemrit A 49. 55 A Ve
3 i Y ns 40. 88 v Ve
Erm v 60. 29 ns ns
=Dk ns 52.76 ns ns
Wt A 51.92 g v
IR pre 56. 29 T A
R v 77.98 Ao A
2 ns 52.74 $rr ns
ES T g 32.76 v v’

TS S0k b TS I B 4 B /R A P LR et H A U IO 2 s ok 1 L SR (SRS B B 2D
Je = H R g B O A L IR AR A AT B L TOR A v ELRE S R L A A S I L R R rp L Al ke R A 1 B S R R 5 SO A IR (3. 57 20 LB
P g S A S BRI ) B SR SR AT T B (2. 93 %0) 5 © S e AR v R At SR S M ) e 6 A M L R o LL S SR O 1B (56. 75 %) HL AR
N M B A R YR BN B0 e IR R SR S LS AR TR S B (42, 19%0) LA g B Hh M ke SRR B e (R S5 R R o5 1L S ek A R
(47.85%) LA s g ks v LA ok VR BICH 19 e €0 1 235 4 5 o L S5 AR WSS IR (53, 17060 L. A R T LB 45 v FR 8 T B 45
P<C0.05; " " P<C0.01; """ P<C0.001;ns #/R P=0.05; — /R AEM.

2.9 ARG AR SRR R BE S CERG RS S T, AT ST N AR S SCER G T B
IREE R IbE FEROREE 7w W BRI b RN R, FERRGOEE A S AL B IR G A R A, Horp
F 21 ZARLGEAMERI AL L (8. 00 YO IR T SCHR & IF(H SR 8 (R Bl bb (3. 97 %) B & & T SCik & IF(E
(40.16%0) . ZH A GITF# B X (P<<0. 00D .Mtk A (0.98%) . ZHH G I3 L (P<C0.05), oM. AW
S % CREN LR & E 5 42.00%, s [R5 & 1E & SEMERCFEM AL (4. 2200) 5 3CHR & JF (8 (1. 95 %0) 4
37.00YO) BN AMF R h M B Ll e = 2S5, FER A L. Z R RS IEE L (P>0.05), WK 6.,

*6 AMARLCEREZBELBOGHBEELHKEHEREER
A FF R (=2 712)

Yo o 1A S5 A% B 2 Y KW [n=237,n(%)]
FEE %) B %) FALECYD)
P @ ARRH =R CRID 100(42.19) " 43.34~77.78 56.75 57.05
21 =IREGEAAE 8(8.00) " " 0.00~72. 84 40. 16 46. 67
TN EE AL 42(42.00) 4.49~59.52 24,37 15. 32
B [GLZE A1 37(37.00) 5.91~46.99 19.17 15. 87
2R 5T 6(6.00) 0.00~6. 88 2. 14 1.61
M 25 A i 3(3.00) " 0.00~25. 40 7.67 3. 60
i ic Yo O R % A (+MD 4(4.00) 0.00~12. 00 3.31 2. 94
Y @ R E5 R 5 R CEAD 126(53.17) 18.22~54. 30 41. 26 42.31
15 5 66(52. 38) 37.80~77.78 53. 44 50. 50
LN XA 29(23.02) 0.00~30. 30 16. 71 19. 27
L 16(12.70) 3.03~33.33 13.67 9. 90
L S ERVN 5(3.97)" 0.00~3.67 0.98 0. 00
LA 25 4 5 10(7.92) 0.00~13.53 9.29 0. 00
PR CRh 10(4. 22) 0.00~8.91 1.95 0. 67

TE 5 SR A IR B E AT IRE, T P<<0.05, 7T P<C0.01, " " " P<C0. 001, Fth £ M S B4 48 B A R ORI T L R AT Bl E A
S



e 1348 - HIEF 5K 2026 £ 5 A% 23 %% 1038  Lab Med Clin.May 2026, Vol. 23, No. 10

3 i+ i

Yoo RO AL 5 B0 AR R, H 5 vl o
M LR FRE S5 AE HESE S ET, IR 5]
BEAEANE MILEIE B ERsE K E T RES
M RS R AR AR B AR B HROL Y 90
T o R E A S v UL E i, I RS G
NTHE T e gL e AR A 2, X Rz b S5 A AR T Bl A
R, AW I X 8 096 Bl FEA YEAT R G0
BT o DA G €0 4 S5 1) 28 o0 A 55016 PR AR 1L
3.1 QRS R 5AETFREMS REEIKRSH R
CUNSF- A5 B 43 % BC B o (B0 ) o 5% i) A B i e
AHIF 5T JER e o R 2 4 SR 126 B, 7 SR ALY
53. 17 %  Forh -4 55 437 (66 B 5 B [ 5 7 (29 1) &
31 95 il Hg B b B v (75. 40%0) W & 1~17.21.22 &
X Jafk, V5 044 # AL F o8 2w s AR
KA N 1/18. 5 S8 = SeIa s e LY . B K
ST H A T IE W R ILM LR A R 1/6, Hoa i
Rl T 8 A /I e o Kt 386 st £ JRURS: 00 . A 0
16 #1(12.70%) , ¥ K 2.7~12.15.18.20.21 f X 4
A, B B 38 AL RUBS BAIG T )543 A 50 %0 A
REFPAY AR ARG 5] & W BN Z T R
WA R R AR Z KB E 2 EAR
ZpE g RN R IR B AR E T I R S e
3.2 POERHERESEFREMS AHREHBYRE
RECH =5 100 6], 5 2 E AT 42. 19 %, DLRR9R 25
HAE A2 B T REERAE (37 B K& 21 =ARZEAAE (8
B R FE., FENEGE AP, 45, X AL 16.67%
(7/42), B FR T HFFEARIE (40% ~50 9" i A 7
di bk 83.33%(35/42) 5 IR R R ZME R 2 5H.45,X
FR I BN R M PR 4 B R T L A U D)
WHE/IN MR LT W o8 E TR AR, £ A v g {0 1A B
LBy G AN T AN 7 e (12 TS S R U e = <]
(1~2)/1 000, ZJE B &, BEE RN G M EK M
AR T IO B ARG . ARHFST T A 7 IR 45
BAERE Y WAL A2 KT AE s L HLH R 2%
RIS 3 X Yt i R A B8 47, XXY #8521
SARLEA ARG B R LR 1/800, 5 AR K % V)
KOG, 28 AT B 58 K R o = R T g XU
HAZH Y R bR AL (92 %0) (B LAY (396 ~490) R i &
T2 Y5~ 4 V)" Il PR 5 AF A 45 8 7 W 5 L LK 7 0k
B R BIRGE R A e KO R A . AR
H21 SRS MEIERG 8 B, e R R H S R
Y 8. 00 %0, $ s W I 5k = /0 A S 2 W, A AR
MARIC YL @k 4 ] (47, XN, + mar.4%) . 2 H B
AN HEST B Y AR TE BT A LT B AR 0. 044 %0, 5
77 BB (4 S T R A ROl 0. 288 %6 L AT EUR R
i R F IR A5 WA E S AR R 27 o Ak e o
PRCIE H A AL 35 R M 25 B A 6 191 8 HE 255 A AF 3 41
THEMSAFE TR,

3.3 MEREE R HABFEWAZ 2wk AR
W11 B A S R R L AR 10 Bk S K 1 B 46,
XY/46, XX Hr A, B 48 Y pk B R 5 4k & bk
B MRS — B S Rk g . Hob 2 #il ok 46, XX
BHELEEAR) ;8 68 46, XY L GERLT
BRSO MR R A5 JBURHLR B S Y Y
ik S sk SRY JER B A . PR T A5 A
AL B R LY H AR T AR A TR R L DR I 2 A
AW . 51 Bl A AR N IR B R R S AR
15 BRI PR T 1 R AR AR PR Y (o R e AR v RE

3.4 BOEZEMSAEFREM AU YK
2P 1031 f112. 73%) , B HRE R, TfE S
Y kS AHE, 28 EEER AR
XA TE E /NS 5. BRI R (1) R 48 R 34k 764
Bl (74.10%) , AT BB 2 550 B A - il 1 T2 AL 384 Jn
W LR, (2)D/G 4 BE K J 6% 2 5
142 #5113, 77 %) . °] RE 52 WA 3 22 k0 T BE S e 1A oy
BLCSHFEE T AERSEET ., (39 S Y@K
[ 037 84 i (8. 15%0) , n] {fi 54 F A= A AH 56 A 2 [
FE 5 5t R R RS T Y (DY Yk 23
261 M (25.32%) ZKZE G H )" R 8 ZE T EAHC,
HL R 8 T il 55 i I R A 2 A PR AT e
RUE ISCN #5675 (20240) # BN IR 2 80, H g%
20 S TG RE W AW AT O R IE AR O 45
FJE RO R A7 5 48 T BE S SR 0 S R
JRJE & T BB . R R T TR BT H R AR Bl S R
ML

3.5 YL (n R S H A% I A Hb B A3 A R AE 5 R DR A
A5 38 1k 7 56 R AR L P A AL X 9 AT
) 35 b o R RE A A0 B (o =75 882) , Bk T K
Y (0 A ST W A 1 AR A R A R R AR, X s
RIAA R 22 7 3 OB G 0 R 5 2% AL Y b B 43
A7 M P AR T O M B a8 AL KU L A B R B
I RS e 22 S A EE R m) A, O AR T AL R
557 VG RE AT R R T A Y e R 2 R SRR
S FR A S AL R AT RE A b R g A% T R 22
Ah, BTGB EORT Y (U0 Tl B8R R E R D
HEHNEA K MEEEANR . 529 80X Y
S M 5 A BB e IR R B S e R
FEAE D0 T GE VR T AR R R A R . 4 A I 4 N T
Fl 2016 44 1H 4% BUSR 92t J5 ok 1 e 8 7 4 L i)
= 2 ] I B PR SN I S o = S S
FU T S T A O T A S A R S Y R R AR
BN ZAM L EA MR R E LR TSY)
A3 O TP A o 2 i T 3R s AL 2F AR (U DNA
A b ) o o IR 36 DR A e L I 3 14 m s L R OR 4y
B XU 33k B Ay R AE B B 57 AS AR fi i TR
G {0 (B 10 T AT 9 4 B 4R A T 2 G A T o
HE SR, 5 Z1 4 7R B — 114 4 [ 35 o T BB A8 T T



BHIEF S IEK 2026 £ 5 % 23 %% 1038 Lab Med Clin.May 2026, Vol. 23, No. 10 « 1349 -

A, PR T I R 35 A% i 9 R R O A SR 3T
LN FE AT I IR S v KU DR 2L e XU b X
SRR E NRE CAn e i PR B8 2 5 ) SR IO L X 1 T
RIS

AW K B A WF SN R B e (0 4R S 4 A% Y
RS MR HGE AR 25 5, U A e (0 AR TR L i 14
R IE T B RN o T Sy TR O SRR N |
A3 AT RRAE TR A AT IR R L AR 58 B G e G AR S
W R 2R 0 A I A, B R M e R R
B BIE LR G AIES) B E S ¥ AN+
AT 21 =AREEAAEAL Y 8. 00% . iZ 4 A b 2\ 5 2 4L
REAEAF R GEAF AR IR K 2 5. AR Hri oy, A b
X7z JF e NIPT A G2 3 80X — A fh i G5 I &
Bt NIPT 76 KBS Z2 40 v (35 K O 2 57 8 4 R 1
AR DRI I T 10, T A 21 =R 28 A1k S5 5
Yo (R AR AT R AE A IE A RE A R 42 52
TARE R T I B B, FE g R S5 R 5w T
ThT , S5 e R B K MR L A T T TR R AT
T 58 I Bk 27 T Y ) S PR B O I R YR e,
e AR HE L G A £ R 2 2ok X 0 45 0 S
YU A7 AE— 8 SRy BRE I S8 B 5 1911 16k 75 73 0 %
R C A SO R AL 4 A2 (FISH) 45 A #47 B #% L LU
PRI AT SRS A AR ST B A R R
4.22%, B T SCHRIIME (1. 95 %) B F L4 it
B (P >>0.05) , 7R £ I R 52 e b i 8 AL SRY 3 [
R, DL Bh M & B SR R R 12 WS kg
i,

AT 5 48 78 1) Y o A S A% Tk R AR AL, BE R R
T NIPT $ AR A= e B B 2 v i RO A A, o e ik
PR R R 5 Ky i T A R Yl A S A% R S A
PRI R W, 5 EREAS ZMEART 51T
FR G T e T 4 T b 7R e 0 1A S A% TR Y LS
A FEAE
3.6 WIEmRS AR M ARNEIE W B E A
T 3 A5 S A SOk B Sk A OR Rl X, A
REAEAE S5 1, & IF 45 RAE 2 % 36 4L ) 75 1 1 i
B2 HK A 5T o O B L S5 e TR R T O 2
OB BE B IE 5 A o SCHR B R] 2 R A R A I B R ) v
HE AT BEXT S B A R PR AR R, R SR WY N R AT
PR Y O 55 10 PR35 -8t % 58 B AL, 5 4k 2h A A 43
M5 v 38 0 A B A g P 5 DR T X AR 2 5 ) S
ST RE 1 . Y o PR A R 2 BT 232 Wi A DG st % 0 L 48
SRR T W TF B, ek & fE A B A S kAL
T R BEAR A B RN R B R L,

FEMmR MAEEAFPRARAEFNZF R,

EETRH TWE. AR ER,BEE 5K
WF U R, EW A A, AL KR

RELBA PRARITAR T Zs MR LEXLF
RIS,

S % 30k

(1] #Pl. M8, fEYL. 55, AKX 6 572 f] {5 &
T G B A% T 4 0 S PR 2 B 43 A [T 1. I IR
BE 2R 97 5 50 8, 2023,8(14) £ 80-82.

(2] BRHB, R E S, . ML IX 5 631 il i3t
& 1 2 A0 JR) I 9k EL 40 B e e iR o A LT ). o [
P 5 2435 ,2017,25(1) :67-69.

(3] B BUAEIAAR « R, RE,F. Fimi X
12 874 {5 &1 i i G £o 4 A2 30 [l Josi v 43 B [T ).
By E 2% 5 R, 2021,18(8) : 1116-1119.

(4] k&5 AN T, % LR HIX 5 143 %1%
(e IR i o T ML SN R SR AR (2
2022,37(2) :329-332.

(5] R/ 22, sk 32 AT, %, RE H X 5 286 f4il
AT E MR G AR T ] R EE S
Il R, 2016,13(4) :500-502.

(6] FokZ,BiH, E8E. % ExdihX 4 079 fi
ot A% ) A B s AR 2 e LT )L B R s
f2435,2018,26(9) :19-21.

(7] SR3ahs xUHa Rk, /5 pi, 4. VLVE HIX 13 545 fl4h
Je i G (e, A A% R ] B o AT LT . YLV BE 2,
2024,59(9) : 884-888.

(8] JFEFHM, HA:4E. 3 830 138 % % 1) & 4 & 1l e €5,
R 4 B[] ], ANEE ¥F . 2020, 39 (35) : 186-
188.

(9] XUEEE , BRms At , ARER. |- M L IX 3 255 81
T A i G A AR AL AL AR BT [T ). R R 5 S I
PR .2023,34(3) :41-45.

[10] Bofe, £ 5, 3CF, . T A X 4 580
]38 £ 35 160 S5 A1 T I v EEL A4 i e o A A AR A
M55 B [T . b SR RSO B (4 SCRD
BE25 T A2 ,2021(11) ;4.

(11] BAFS 3R R MEAG R, 4. HO L IX 11 087 ] 35
e B Y @R R I 25 KM (1] P ERAS
WL .2019,27(12) 1 1435-1436.

(127 WA=, R FE My, BRI, 55, 1 255 X AR R 2=
Rapaks s k2mZ a0 PEELES
WAL ek ,2017,25(6) . 47-48.

[13] TKmeR BB, T ale, 2. 51 057 7] | 35 41 JH
I G e AR A% A 55 AR Bl S o R R BFSE LT ). AR
B2 275 ,2023,32(2) : 220-227.

(1471 48R4, 5 B 8060, 5. IR IR AL A B E B A% 1A
T A% 2 R I K 2 BAAS 2 O R 10l B A I IR
g gt oE ) ], R 2 BE 2k, 2023,51(9)
982-984.

(157 HEBE, BT, B o, 55, W UE X 10 784 Bl (G %
e | R EREN DN A o A
A 4 4, 2023, 38(8) :1507-1511.



+ 1350 - A I E 5 Ik K 2026 4 5 A % 23 %% 10

Lab Med Clin, May 2026, Vol. 23,No. 10

[16] DEL LLANO E,PERRIN A,MOREL F,et al.
Sperm meiotic segregation analysis of recipro-
cal translocations carriers: we have bigger
FISH to fry[J]. Int ] Mol Sci, 2023, 24 (4);
3664.

[17] R B A Wk e 30, 45 REHLIX 1 617 il
3814 5 R0 A0 i G AR A% B o A T . T L Ui
WRF A CH AR 2023, 47 (2) 2 187-
193.

[18] VIUFF M, SKAKKEBAEK A, NIELSEN M
M, et al. Epigenetics and genomics in Turner
syndrome[J]. Am J Med Genet C Semin Med
Genet,2019,181(1) :68-75.

[19] Z=F A6 XA AR RYIHIX 2 952 fi A2
Nl (R N 0 s o T I M R
A 5846 4478 ,2020,28(5) : 566-568.

[20] &, Jucir, 2296, 45, I L IX 398 ] 7e [ 25
A E RS R R R AR 43 A LT ] v B e Tl B
22k, 2024,27(1) :89-93.

[21] w el A #0. 6 285 il st 4% ¥ i) JL 2 &b J&] il 4%
AR Hr LT ] T EE A 5 s e, 2022,
30(4) :645-649.

[227 skAE. 240 {7 5 [ 25 & 1k B8 OL 40 M 35t 1% 2% 3 A
(07 LAk 5 11,2023, 2(20) . 76-78.

[23] HU Y A,CUI Y X,FAN X B.et al. Prenatal
diagnosis and genetic counseling in a fetus as-
sociated with risk of angelman syndrome with
a small supernumerary marker chromosome
derived from chromosome 22[]J]. Mol Cytogen-
et,2016,9:37.

(247 JH &5 BUAE SR, R A, 55, 3 45148 15 B/ 4t A1
Pric g 6 44 19 i L B A BE e 0 R B AU 43
(77, A BE25.,2022,62(18) . 22-26.

[25] B &5 . o5 BB, 55, ) 7R V5 L Ml DX 35t 1%
HAE SR G AR A L) PR A S
WL 24 5,2021,29(1) :111-114.

[26] hAedmpy By o F R o & B 5N o WA
BRyPFH R ERE RS AR LR
AT A BE2F 44, 2022,31(7) 1 871-875.

[27] BRENUE, ZR57, B, 4. e O 1k 2 25 M AE A 5l 5
H T A R RO [T . AR B B A 4k . 2020, 29
(4) :560-564.

(28] FAET,FH/DUE . 4R E I, 55, Y £0 (A Bl 1K X AR 5
Xof ity B 2B B AR AR 25 S my sz e [T ). v B AR S st

B2 7,2021,29(9) : 1272-1275.

[29] 2575 22 BO/NAR B AT, 55, GO0k 5 0 g A4k
25 S LA RS B AR AR G AT LT . R
BRF AL 2022,36(4) . 83-87.

[30] IR0, HL g . PNE W, 45, Y e (o Rk 2 28 M Xt
K i RS 7 D i L IVF/ICSI-ET 4 Uk 45 )=
Az [0, b B B R 2R, 2021, 35 (1) £ 22-
27.

[31] WANG H,JIA Z J,MAO A P,et al. Analysis
of balanced reciprocal translocations in patients
with subfertility using single-molecule optical
mapping[J]. J Assist Reprod Genet, 2020, 37
(3):509-516.

[32] ELL, fRIGEME, il EAE, 55, 2014 — 2022 4F/E & B
FVHBETTG SN 7 AR N 0 8L S 28 7 A i
ARSI BT T BE 418 35, 2023,29(10) : 735+
738.

[33] EAZA, fjig U, wel. EXNHEAESE TR
g S LIRS AR 3 [ ], R 4R, 2012, 43
(1):200-205.

[34] STOCCORO A.NICOLI V.COPPEDE F, et
al. Prenatal environmental stressors and DNA
methylation levels in placenta and peripheral
tissues of mothers and neonates evaluated by
applying artificial neural networks[]J]. Genes
(Basel) ,2023,14(4) ;:836.

(351 HH WA, I w21, %€ A2 B TS T AR N B3 40 A I itk
L% 200 i G €5 A W 22 32 43 A [ ], BROIE A 5 07 2
1% ,2023,41(1) :85-87,103.

[36] ABRAMS Z B,ZHANG L,ABRUZZO L V,et
al. CytoGPS:a web-enabled karyotype analysis
tool for cytogenetics[]J ]. Bioinformatics, 2019,
35(24) :5365-5366.

(377 155, KU, M HEAE. N8 3 [N 21 245 4 70 = A
J5 ¥ B I R FH L. I RS 38 4% 7, 2023, 41
(5):355-358.

[38] HERRERA L A,ZARANTE I,CLAVIJO A, et
al. Chromosomal and SRY gene findings by
FISH in patients with disorders of sexual de-
velopment[ ] ]. Rev Mex Urol, 2021, 81(3); 1-
12.

ISR H . 2025-07-17 18 H 1 :2026-04-13)

(i BRBE B



