PRI B BE 2 2aE 45384 94 20234E7 H  J Mod Lab Med, Vol. 38, No. 4, July 2023 143

1086-2022 41" PO HH M 58 15 60 45 AN £ 7
Kl 25 5 S A 55 B

PaAS, F &, Bk, kB, HHES
CHMT T ABERE a. K050Rk; b 4R, | PHHEM 543001)

# E: BH RN REEEGF EEARTF S RARN LRI FEEES>H S TS, Fik £ 1986
1R ~ 2022 4F 10 A A7 RAEMN T TAERSATIRE X909 4346 4] B, Bt SN M Sz RA G Bk e
BAZR AT 4T, FEo AT T -8 (1986 ~ 2019 ) , TTH-E (2020 ~ 2022 ) F AR e nH 5 Tiesr s, &R
4 346 Bl AR B H P B EAREE 304 01, FEEAEL R E 6.99%, HF 21 4k R R %G, A 3.18%(138/4 346),
& BT A AR 6 45.39%(138/304), S+ AZ R MR AR KR A 21 24K, PSR, 47,XXY, 45X, TR G, FEK
REHR | EE ., 4TXXX Fofolds, sk, bt 13 Z4R 34, 19 =4k 14, 8 =4k 14, 47 XN,+mar 5 %, MF &R
— A TR, EREET B, TH S, BULA MR L T (2020 ~ 2022 ) & %14 24.59%, 8.20%, & T [ H-
P (1986 ~ 2019 4 )49 9.88%, 0.82%; M 21 Z 4k a9 H s bo 2 TT H-$( 2020 ~ 2022 4 ) 4 14.75%, A& T T B8 (1986 ~ 2019
) 8 53.09%, BmINEbE, £33 BEAG%IFESL (F=9.439, 8.735, 28.904, 34 P<0.05), W 47, XXY, 45X, ¥
K125 5 A 0 M R A A I ) # e g, 2 33 gt 55 L (=0.192, 0.000, 1.313, 3 P>0.05), f& 1 ik
(2020 ~ 2022 4 ), w F EARIB F9F B R Bk / EL B HE B 2308 AL & 78.57%, & T 1 M-8 (1986 ~ 2019 F )
# 63.38%, 12 MNEILIER, 27 Rt FESL (=0.709, P=0.400) . /&= I Bt (2020 ~ 2022 4 ) , M EKRFF
W R 12 2 BT E B 27.78%, & T 1 (1986 ~ 2019 4 )44 13.11%, 12l M- Ib 4 £ - st 3 & L(/=1.238,
P=0266) . &t MR FAEEGE P FFEEE R ERS, LA2 21 24k, HZF21 ZARGHARIT R, T4
Hli, Bz MR 2 F At BAF T EZOHLFRARTLL, FEAFFTEFBERRGEEENEEEE
AETG, A RAFRERRREF L FmRGREZ—, sAA G RIS B HITEERER ST EA T2 K
KHEIR): FNHLIX ; BUEEIRF; dMimiL:; Jemik

FESES: R446.7 XEIRIRED: A XEHS: 1671-7414 (2023 ) 04-143-06
doi:10.3969/j.issn.1671-7414.2023.04.026

Analysis of Cytogenetic Test Results and Changes of Genetic Counselors
During 1986 ~ 2022 in Guangxi Wuzhou Area

MING Shengjin', HUANG Ying', MA Hongxi’, HUANG Yao®, ZHONG Jinping" ( a. Department of Clinical
Laboratory; b. Department of Endocrinology, Wuzhou Gongren Hospital, Guangxi Wuzhou 543001, China )

Abstract: Objective To explore the relationship between chromosomal abnormalities and clinical phenotypes and the
distribution and changes of abnormal karyotypes in genetic counselors in Wuzhou area. Methods 4 346 patients who came to
Wuzhou Gongren Hospital for genetic counseling from January 1986 to October 2022 were selected to analyze the chromosome
karyotype by peripheral blood lymphocyte culture and G-banding method, the distribution and changes of abnormal karyotypes
in stage I (1986 ~ 2019) and stage Il (2020 ~ 2022) were analyzed. Results Chromosomal abnormalities were detected in
304 cases among 4 346 genetic counselors,and the detection rate of abnormal karyotype was 6.99%(138/4 346), among which
the detection rate of trisomy 21 was the highest at 3.18%(138/304), accounting for 45.39% of all abnormal karyotypes. The
constituent ratio of abnormal karyotype was trisomy 21,balanced translocation,47,XXY, 45,X, robertsonian translocation,

chromosome deletion/duplication, 47,XXX and inversion. In addition, there were 3 cases of trisomy 13,1 case of trisomy 19,1
case of trisomy 8,5 cases of 47XN+mar, 7 cases of sex chromosome inconsistent mosaicism and 7 cases of sex reversal.The
constituent ratio of balanced translocation and inversion was 24.59% and 8.20% in stage Il (2020 ~ 2022),which was higher
than 9.88% and 0.82% in stage I (1986 ~ 2019).The constituent ratio of trisomy 21 in stage I (2020 ~ 2022) was
14.75%,which was lower than 53.09% in stage I (1986 ~ 2019).The difference between the two stages was statistically
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significant(y’=9.439, 8.735, 28.904, all P<0.05).In contrast,the differences in the constituent ratio of abnormal karyotypes such
as 47, XXY, 45,X, and robertsonian translocation were not statistically significant between the two stages (){2=0.192, 0.000,

1.313, all P>0.05).In stage II (2020 ~ 2022), 78.57% of patients with autosomal numerical abnormalities and fragment deletion/
duplication were diagnosed before 1 year old, which was higher than 63.38% in stage I (1986 ~ 2019),but there was no
significant difference between the two stages (x’=0.709, P=0.400).In stage IT (2020 ~ 2022), 27.78% of patients with abnormal
sex chromosome were diagnosed before the age of 12,which was higher than 13.11% in stage I (1986 ~ 2019),but the difference
between the two stages was not statistically significant (4’=1.238, P =0.266).Conclusion The detection rate of abnormal
karyotype of genetic counselors in Wuzhou Area was high,especially trisomy 21. In the past three years, the constituent ratio of
trisomy 21 decreased, the constituent ratio of balanced translocation and inversion increased significantly, and the age of
diagnosis of patients with abnormal karyotype tended to advance. Chromosomal abnormality is one of the causes of birth defects,

growth retardation and poor pregnancy history among genetic counselors in this area. It is of great clinical significance to analyze

the chromosome karyotype of patients with corresponding clinical indications.
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