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Prenatal diagnosis of a fetal with Treacher Collins syndrome by ultrasound and WES
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[Abstract] Objective To make prenatal diagnosis of a fetus with abnormal micromandible and external
ear revealed by ultrasound through gene detection and genetic analysis. Methods The clinical data of
pregnant woman and amniotic fluid sample was collected and detected by quantitative fluorescence PCR
(QF-PCR), chromosome karyotype analysis, chromosome microarray analysis (CMA) and whole exon
sequencing (WES). Results The results of QF-PCR, chromosome karyotype analysis and CMA was
normal. WES results suggested that there was a new heterozygous deletion mutation (c. 928-c. 931del:P:
T310fs) in fetal TCOF1 gene. Conclusion The deletion mutation of TCOF1 gene in this case is a
pathogenic mutation, which can lead to Treacher Collins syndrome. Abnormal ultrasound combined with
WES can guide prenatal diagnosis.
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FEATS ZIR A A0 % FIE L LA 60% [N K
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I AT o B — 26 5 2H ZF0 B 48 AP 2 U R FR &
Wi RICGERAL B T AR IR A RE L
3505 AT AR A R U A O e R AR D D
s 2 A AR (81 06) A R 8L (78%0) & WY &
TCS 5 i i B AEM Y . Vincent %1204 TCS1 B
B0 R R AE 5 SCHR B B R HEAT TR . AE
70 5 fBE v BRI 2 1) T R (100 %0 JEUE R B AN
ROV ESHEHEE O, THAERT AR
(87%0) HMNHE P (72 %) ANE(T1%) T 6 Bl 4
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931del(ACCCO) (p. T310fs) Z45 =748 AR5 35 [H 2 2%
% 2% 4> ( American College of Medical Genetics,
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BIGHEN 2 5 B EZ AR FE R, PM2:
ESP #4 %  T NEHE 2 EXAC B0 15 W aE & %)
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BT T ARIGIT At S MR B ok 1 B R & 5F A L
AR A TR) 5 05 45 B85 1 B RO L5 3% L TCS
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