FrE G RBFSE 2020 426 H 5533 #4556 #f  Chinese Journal of Clinical Research,June 2020, Vol. 33, No. 6

811

- I KRB -

/

O 2% TR i B T A SG R R R AR Bk TR Y
it 7% o X

WF, eI, HRHE, WEFR
7 BERL R BB B A4 (R Be, TR Il 518028

THE: BM U 28K (CFS) U AHSC I S 8 A 3, ik HEHRUN 2017 45 6 H £ 2018 46 , F
JURH TS Bois b 1 Be iR T B 2 2 BB R s L 120 B TR 9T , IEMERG AR 4T 9 BRI A 7 1A A B9 120 51k
JUEAE RN A, $REUITA A4LILE B 41l DNA - T B NS00 2 N A T 25, 40 M 25 R 2 A8 5 o IR 28 4 1
JLH MR L PR 58 728 IS T (W AS [ 43 1 B8 3 3 5 A2 (AR G 35 PRI 98 2 5 A0 i PR - 6 R 2R 2, b ABEA () 35 PRI 2722 s LI i
IRFHRIL RGN LA GER W%E4L SCNIA (SCN1B SCN9A ,GABRD | IL4 3k P 28 45 & A S ¥y i F 4 Bl
(P<0.05), BT3Bl K32 MM I E 2848 CFS B LI PR B A P BOIR (FS) B9 B0 AR T 40 i B SE 1 28
75 28 L, T e PR 2 750 Ay S B R B INAE (FS + ) (FS + £ AT M & AR (FS + £35840 1 R MR B9 B Lo R T4 i b
FER A BIL(P <0.05) , B T3l 18 5 32 R AH 5C 36 [H 58 48 5 41 i R 7 JE PR 28 48 CFS fBOLIBUIR & A= 543 5l o
10. 26% .10. 00% ,XTLLA I 5 (P > 0.05) , Z5i¢  CFS 5 9w AH OC #4248 JL R 32 45 SCN1A , SCNIB, SCN9A |
GABRD |IL-4 , H. o8 750 78 S 32 (R A S K 5848 CFS BRLIG KRR AL LA FS + Sy 32, 1 A0 i B 1 L P 2878 48 CFS
LI R EILL FS R 3,

KB EAUMEGR; WO RS IR

RESHKE: R742.1 XEAFRINAD: B XEHE: 1674 -8182(2020)06 - 0811 - 04

Research of hot spot mutation gene related to complex febrile

convulsion and epilepsy
YANG Yu, HAO Jin-dou, ZOU Xin-ying, YAO Meng-lin

Shenzhen Maternal and Child Health Hospital Affiliated to Southern Medical University, Shenzhen, Guangdong 518028, China

Corresponding author; ZOU Xin-ying, E-mail: zouxinyingl22@ tom. com
Abstract: Objective To study the hot spot genes mutation related to epilepsy of children with complex febrile
convulsions (CFS). Methods A total of 120 children with CFS treated from June 2017 to June 2018 were selected and
designed as disease group,and 120 healthy children were served as control group at the same time. DNA extraction from
whole blood were screened for mutations in the known pathogenic genes. According to the different types of gene mutations,
the children in disease group were divided into ion channel and receptor gene mutations group( SCN1A,SCN1B,SCN2A,
SCN9A,GABRG2,GABRD and CACNB4 ) and cytokine gene mutations group ( IL-1Ra, IL-18, IL-10 and IL-4). The
clinical phenotype and the occurrence of epilepsy in children with different gene mutations were compared. Results The
mutation rates of SCN1A, SCN1B, SCN2A, SCN9A , GABRG2, GABRD, IL-1Ra, IL-1B, IL-10 and IL4 genes in disease
group were statistically higher than those in control group (all P <0.05). The proportion of children with clinical phenotype
of FS in CFS children with ion channel and receptor-related gene mutations was lower than that of CFS children with
cytokine gene mutation, however,the proportion of clinical phenotype of FS + ,FS + with comprehensive onset and FS +
with partial onset was significantly higher than that of those with cytokine gene mutations (all P <0.05). There was no
significant difference in the incidence of epilepsy in CFS children with ion channel and receptor-related gene mutations and
with cytokine gene mutation (10.26% wvs 10.00% , P > 0.05). Conclusion The hot spot mutations genes related to
epilepsy include SCN1A, SCN1B, SCN2A, SCN9A, GABRG2, GABRD, IL-1Ra, IL-1B3, IL-10 and IL-4. The clinical

phenotype is mainly FS + in CFS patients with ion channel and receptor-related gene mutations and is mainly FS in CFS
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patients with cytokine gene mutations.
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