I

#HExXc—19

N H |

FEHREBERERX (RENREMADE) RARBEE
Rk 25 4 5 /1 31 HBIfE

HPEEES 83902

mZEiER - EBEHE ()

I HARS - 2010~2012

HEERS 22591270

MEFEELE (1) BUHREMHERILRTVNADOHF-EREEEEFOREE

THTEEREL (EX) Molecular analysis of benign familial neonatal-infantile
convulsion in a Japanese family
MELRE
IE  #— (YAMADA YASUKAZU)
EHMELBEEEIN _—XEEEMEMN - EEFH - ER
MEEEZES : 70191343

MR R OBEEE (Fn30) = FrAERB LORLIEHEERMET WA (BFNC) ORFARITEHEO R 5
7o Yt 2023-24 FEIRIC X, T R Y 7 AF ¥ RLEERE (SCN1A, SCN2A, SCN3A, SCN7A) 23
JEAL LT Y . Fim e dn R &S T SCNTA (CHIEE A [FE Lz, Lo LIRE L7- AL
#i (IVS18+7A>G) WIHIRTH D & W) FEREII G D 7e o Te, BIG T O KKOFHREM & %
IZAHL, T LA CGH M adTo 2 BEEIIBO b notz, £, 2EafFoOxT 7 J—1h
FEATIC L 0 L OE(EFE R AR LA, BFNC OFRICE L CHfEEmITE o 2o T,

MFFERR R OBEEE (3E32) : Linkage analysis of the large BFNC family pathogenesis narrowed down the
gene locus to the region between D2S335 and D2S142 (lodscore 2.1 maximum). Some sodium channel
genes (SCN1A, SCN2A, SCN3A, SCN7A) were located in this chromosome 2g23-24 domain. As
analyzing those genes, we identified a single nucleotide substitution (IVS18+7A>G) in a new candidate
gene, SCN7A. However, it was not proved that the substitution 1VS18+7A>G caused splice error
responsible for BFNC. Therefore, we performed array CGH analysis considering the possibility of gene
deletion, but chromosome abnormalities causing BFNC have not been identified. Furthermore, the
exome analyses of the affected and non-affected individuals in the family were not given any other
information about mutations causing BNFC.
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1 SCNIA: no mutation, 2 linked SNPs reported previously
2 SCN2A: no mutation

3 SCN3A: no mutation, 3 linked SNPs reported previously
4 SCN7A: IVS18+7A>G, splicing error ? or a rare SNPs
5 SCN9A: not analyzed (responsible for elythemalgia)
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