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Abstract

Objective: To detect gene mutation in children with cerebral palsy (CP) in China, and to explore the relation-
ship between genotype and clinical phenotype of CP by analyzing the etiology of congenital CP, and to devel-
op a new method for the prevention and early diagnosis of CP.

Method: From January 2015 to June 2016, children aged 1—12 with CP were selected from Rehabilitation
Center of Children with Cerebral Palsy in Heilongjiang Province and other hospitals. Clinical data were collect-
ed in detail. Peripheral venous blood of children with CP, and their parents (trios model) was collected and
DNA was extracted. Next generation sequencing was used to detect the gene mutations and Sanger sequencing
was used to verify the mutations.

Result: DNA samples were collected from 149 children with CP, 97 males and 52 females. Among them, 14
children carried suspicious gene mutations of CP, accounting for 9.40% (14/149). Nineteen suspicious pathogen-
ic variations were identified for the first time. One was a de novo mutation and the others were genetic muta-
tions. Twelve mutation genes were KANKI1, ACADS, ATR, POLR3A, SLC2A1, SLC16A2, AP4S1,

DOI: 10.3969/j.issn.1001-1242.2021.01.006
*REG I H - R A AT T 2 R A s A TR L T B 5T H (201302001)

1

DR 3 PHLTPERIRER; 4 WRTHESRESE -MRER; 5 ZRERICHE-MRER; 6 WIIMILEER; 7
BEAEBE B RS 8 bRUBMIEE B
HE—AEH I 2, L U MRS H 1 :2019-04-23

32

www.rehabi.com.cn

FIETTAR /N LI TERERERIG T  HhC  AE AR W 5 = BR Bt , A Rop BER B, AR VA HEAT T, 1540025 2 AR A2



PHAEACZ 4L 20214F, 45364, 45 13

MECP2, GFAP, ALDH3A2, ALDH5A1 and SPAST. Among them, KANKI1 gene mutation exhibited the high-
est level, accounting for 31.58%(6/19); ACADS, ATR, POLR3A gene appeared twice respectively, accounting

for 10.53%(2/19), and other mutation genes only appeared once.

Conclusion: Single gene pathogenic variation is one of the pathogenic factors of CP. KANKI1 gene mutation

may be one of the main pathogenic genes in children with CP in China, and its clinical phenotype is heteroge-

neous.

Author's address The Third Affiliated Hospital of Jiamusi University, Medical Rehabilitation College of Jia-

musi University, Jiamusi, Heilongjiang Province, 154002
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