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[Abstract] Objective To explore the genetic etiology for a fetus with multiple malformations. Methods
Imaging examination was performed on the fetus, and umbilical cord blood cells were extracted for G

banding karyotype analysis and single nucleotide polymorphism array. Results Ultrasonography indicated

mild mitral and tricuspid regurgitation and increased cardiothoracic area ratio. MRI showed abnormal

development of cerebral cortex. Chromosomal karyotyping showed that 46 ,XX,inv(9) (p12q13),der(12)

del(12) (p13. 3)dup(12) (pl13. 3pll. 1),SNP array showed that arr[ hgl9] 12p13. 33(173,786—1,169,

700) X 1,12p13. 33p11. 1(1,169.,859 —34,835,641) X 3. Conclusion The fetus was diagnosed with

complete trisomy 12P syndrome. for which the deletion in 12p13. 33 and duplication in 12p13. 33pl1. 1 are

probably the cause. Abnormal fetal brain development and polycerebellar gyrus changes extend the

phenotype of trisomy 12P.

[Key words] Trisomy 12P syndrome; Heart abnormity; Polycerebellar gyrus malformation; Genetic

analysis
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