55 36 4 2 T a4 4 R AR Vol. 36 No. 2
2025 4 2 H Chinese Journal of Woman and Child Health Research Feb. 2025

ZEFIBFNFRAREEERILERZR
PRI BT R B M A

VN P
(AFEHKRFHTHBER AEFTARER. & &% 523000)

(# ZEIBHM RKAEFZARFUNAPRESEBRILAKRLR(FGR) ZH LW Po R AME, Fk KE20215%1H8F
2023 F 9 AEAFTEMNRFE THBER(REFTARER) KL, FHFMNREZ T W AT £ ERB A 2T EF) 5 4R
Pk, BHEM TORCH %89 32 61 2 & FGR M IBILHATEFSZFMNAE, BATLSHABEFF . HL 54 £ 47 F FGR 4 21
#,2EF FGRAFHRFEFFTHILFFANBEEFIITNAEREATON, GR L3206 2F FGRABAHELAT, XK
AR 30 1L B A AR 2 ), B B SR F 0 Bk s /T S E50R 4 (P/LP) A B & 5 (FGFR2 .CREBBP.COL1A1.PRRT2,
GIB2)6 #] Aok & % 18.8% , L P4 5 = Z FGRABA B A/ THEBUEABR R E 36 CGRH 1.a6 2.6 3,4k 5%
9.4% ; FILE LM F AR R LG HAHE/ THEEBERREE 36 GRH 4. 7/HB 5 0mH 6) . FELH 94 Rl AZELA
AR EF 4B CRE TR 8B 9. mF 10,4k Fh 125%, R XA R £ %64 . IHH.BMPR2, ATP2B1.SLC25A13, &
B4 EF FGRAT k5 F FCRAMXAK AN/ TERBAERAREL 24 o m F4H 954 £® € FGREF AR FFF4
TS PE FGRMXB RS/ THEXAELAARE 1A R FH91%, Hit EFSZTELMNAN TARAEESEAK
B AT Rkt B R AR R L A TRG®E FGR #4555 B 695 8,

[RER]®EBILAERZR SN F 0 Z 350 4598

Doi:10.3969/j.issn.1673—5293.2025.02.014

[FEHESR174 [k FRIZAG A [XEHS]1673—5293(2025)02—0095—06

Application of medical exome sequencing technology in prenatal diagnosis
of severe fetal growth restriction
TANG Li,LI Chan,LI Zhongjun
(The Tenth A ffiliated Hospital of Southern Medical University /Dongguan Municipal

People’s Hospital ,Guangdong Dongguan 523000 ,China)

[Abstract | Objective To investigate application value of medical exome sequencing technology in prenatal diagnosis of severe fetal
growth restriction(FGR). Methods A total of 32 fetuses with severe FGR who underwent invasive prenatal examination and had
negative results of chromosomal karyotype analysis and microarray analysis ( those with abnormal TORCH detection result were
excluded) in The Tenth Affiliated Hospital of Southern Medical University /Dongguan Municipal People’s Hospital from January
2021 to September 2023 were selected in the study.According to whether the fetus had ultrasound abnormalities. the fetuses were
divided into simple severe FGR group (n=21) and severe FGR concurrent with ultrasound abnormalities group (n=11).The
medical exome sequencing results of the fetuses in the two groups were analyzed. Results Among the 32 cases,including 30 amniotic
fluid samples and 2 umbilical cord blood samples, 6 cases of pathogenic or likely pathogenic gene variants (FGFR2, CREBBP,
COL1A1,PRRT2,GJB2) were detected by medical exome sequencing, with a detection rate of 18.8%.Among them,3 pathogenic
(P)/likely pathogenic(LLP) gene variations detected (case 1,case 2 and case 3) were related to severe FGR,accounting for 9.4 %,
and other 3 pathogenic or likely pathogenic gene variations detected (case 4,case 5 and case 6) which were accidentally found were
not related to ultrasonic phenotype, accounting for 9.4%.4 cases of variant of uncertain significance (VUS) (IHH, BMPR2,
ATP2B1,SLC25A13) (case 7,case 8,case 9 and case 10) were detected, the detection rate was 12.5%.1In the simple severe FGR
group,2 cases of pathogenic/likely pathogenic gene variants (accounting for 9.5%) that were related to severe FGR were detected

by medical exome sequencing,and in the severe FGR concurrent with ultrasound abnormalities group,1 case (accounting for 9.1%)
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of pathogenic/likely pathogenic gene variant was detected by medical exome sequencing. Conclusion Medical exon sequencing is

helpful to find out single gene mutations that cannot be detected by chromosome karyotype microarray analysis, for which it is

beneficial to improve genetic etiological diagnosis of of severe FGR.
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Table 1 Abnormalities in prenatal medical exon sequencing of 10 fetuses with severe FGR
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Table 2 Distribution of abnormal prenatal medical exon sequencing results of the fetuses with severe FGR in the two groups
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