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[Abstract] Objective To retrospectively analyze the ultrasound and genetic characteristics of 52 fetuses
with 22ql1. 2 microdeletion syndrome (22qll. 2DS), and to explore the possible prenatal imaging
phenotypic characteristics of 22q11. 2 DS, Methods From January 2018 to December 2022, 52 fetuses
with 22qll. 2DS diagnosed prenatally in the second trimester (18-26 weeks of gestation) were
retrospectively analyzed forultrasound, karyotyping, copy number variation sequencing findings and

genetic characteristics, and the pregnancy outcomes were followed up. Results (O Most fetuses had
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ultrasound structural abnormalities (82. 7%, 43/52). Cardiac structural abnormalities were the most
common ultrasound findings (65. 4%4,34/52). The most common cardiac abnormalitiesincludedright aortic
arch (11/52), ventricular septal defect (9/52), aberrant right subclavian artery (8/52 ), and tetralogy of
Fallot (6/52). The frequency of extracardiac structural abnormalities included thickening of NT (9/52),
renal abnormalities (7/52), thymus dysplasia (3/52), gastrointestinal tract abnormalities (3/52),
skullabnormalities (2/52), nasal bone dysplasia (2/52) ., limb abnormalities (2/52), and polyhydramnios
(1/52). @ No obvious abnormality was found in fetal karyotype analysis. 88. 5% (46/52) of fetal CNVs
were located in the LCR22A-D18850002150004 classic deletion region, with a size of 2. 65-2. 89Mb; The
fetal phenotype has incomplete penetrance and inconsistent expressivity. 3 32 cases of fetuses (61. 5% 32)
underwent pedigree analysis, 27 cases (84. 4% 27) were found to be de novemutation, and 8 cases were
maternally inherited. @ 45 cases (45/52% 45) requested termination of pregnancy; Among the 7 cases
(7/52) who continued pregnancy, 4 cases were in good health condition until now, 1 case (maternally
inherited) was treated with cardiac surgery 5 months after birth, 2 cases developed diseases. Conclusion
Most fetuses with 22q11. 2DS have prenatal ultrasound structural abnormalities, mainly involving cardiac
structural abnormalities. The main extracardiac abnormalities were thickening of NTand hydronephrosis;
The CNVsdeletion fragments offetuses with phenotypeare mainly in the classic deletion region of LCR22A-
D. but the phenotypic penetrance is incomplete, and the degree of expression is quite different.
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kT 18,949,996-21,000,000) X1, 2. 05Mb
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g. 18950001_21450004del |, 2. 5Mb de novo
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