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Genetic background of unexplained full-term cerebral palsy

Haginoya, Kazuhiro

3,600,000

897 1
2 MRI 4
107

9 52.9 CTNNB1, CYP2U1,
SPAST, GNAO1, CACNA1A, AMPD2, STXBP1, SCN2A

We hypothesized that genetics had a stronger influence in the development of
cerebral palsy among full-term infants than preterm infants and evaluated the genetic factors
involved in this process. A total of 108 full-term-birth patients without specific findings on brain
MRI were identified among 897 cerebral palsy patients who were followed at our center. DNA samples
were available for 18 of the 108 cases for trio whole-exome sequencing and array comparative genomic
hybridization.

Pathogenic/likely pathogenic candidate variants were identified in 9 of 18 cases (50%) within 8

genes: CTNNB1, CYP2Ul, SPAST, GNAOl, CACNA1A, AMPD2, STXBP1, and SCN2A. The detection rate (50%) was
significantly higher than that of a previous study (14.2%), which suggested that genetic factors
have a stronger influence on the etiology of full-term cerebral palsy compared to preterm cerebral

palsy.
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