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Qizhe] didela 7HEA BEE HAANFIE FHo UF
Us wosts 2sichs dolth mekd EdtAs oA
o} =g $AH APL Hol: Hd JHAE WeR
BalgAsAQl 4TS s 2ol 7HAe] EAHEAR]
7)1AL olsishs $& Wiol & 4 ok {34 Al
et A7 A 3WAR FEE S Utk A e F
A pAZET] FAHoE AHAE THIE WIeR
A o) Wy g FelEE A A A2
ARE= A0 Z o]E genetic mapping®|gt k1 ] I
oA} o] ¢HE uEo] linkage ¥4°|th Linkage
BAe 4 (genome) HAE 2 /2] DNA BXE
& ojgste] A= W (genome—wide screening)
3 Tn §ANSL g AFHoE HIshe W
(candidate gene approach) &2 W& & 12, 2y
o] H= 7pAY 7] @ o we} parametric ¥
nonparametric W& A¥sA ot FR HAAEE
AAA EE TR AAATEA £E4, 4F ol T
2 Ao 9w AZAZEEA, neuropeptide 50l FE
arols, B3] ol 8 U ARATEY FEA fd
ASo] go| FLE T Utk F A A= linkage”}
wsla §aAE FHe 2AR] AR A il
A = Ajzo] Y FAAs} AY LAFH] #he
yls]= Ao g o] physical mapping®let sit} o] ©&
Ao SRrSe] AN A FAAe] FdWo] oF
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9] EdHolE wHEoIM (knock—in ¥ knock—out)
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in vitroollA 7 KA} EQHol
el W 23] Ve vlNE dEde
I A2 g, of dAlo FAA S} HAFE
& 2z HeldeEty 2AE 34 g

FA4 7+ JHAIE dide s aAFehs Adde
2 7R EAAEC] Utk M & EAE B BEY
et dgaA & Aotk & 83 ASFIFFS
Ak 71F0] ofulsid, Alckzh 23 55 9 Heol
Hut 278 o v|Fog FHFE AR dAs) o
Hot £ fAF o)A S HolE 79Ul Yol FUF
TR g o] ¥ ope} o FAxY &
Holel oJ3te] FAMSE EHEE JERE 4 Qv a8
3 7H B4 BAE fHF A AAP] 88 A
71 gt A8 B0 FHE A% 2FE3 (age—depe-
ndent) %l 7% 104 FRWIAE BEHA ¢ A4t
USEZ 304 o3l AN AW f-5E A
AR P31 FHEY ARPE oo wEtA A
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oLy 2T l(Juvenile Myoclonic Epilepsy : JME)

JME+ B Al 713 (idiopathic generalized epi-
lepsy : IGE) 2] & elZ IGE #3}9) o 25%0llA &
A3t} IMEE 2 Z42978 AFsh vehhes 270
4] dtzte] Eoln, valproateol &3le] & ZAE=
A8E T Atk PFE B 23E F2
ool ol 7l F Yehi= A 2o g AJztH
of tif-2 A4l -7 dRo g A=, A -
A o] Z2A ] AW £ 33 o
oA Al whzlo] Fubdrh Huk= 4~6 Hz £+ 2~3
Hz9) 434 TAA SA% 5] Yepdrh ofj¢ &3
e 71 SEFoE AA - 4~10% B Eel
ZFeoh

IME®] digt fH3ks A @ ARE A& &
o, olnt: AFAES FHE /Y @ol wole 1Hd

Z¥TY Zolrh #4 e AN 4 W QAo
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B AGEHAoY HPE vt ddducks By
i dgoz AzhE gloh 19884 Greenberg %
o 25l dAH B F HLA - o]gslo] M4 6
ol linkage7} gol BRI HIth ©]3& HLA-DQ 9
2] RFLP(restriction fragment length polymorphism)
HASL o183l FAHUTY o] d¥A 6 Tty
FHx9e EIM1E F9EA 28y 1993 White-
house Y& 25 IME 7HIg tid2Z 8719 d¥y
A EE o] &3t linkage w4 A @A 6pot @A)
NS LHE3 FHF o)AMY TS AABUTh
1993 Elmslie £%& JMES} ADNFLES] 3zl
CHRNA4 #7322t linkageE ZARR: ZFolAM <
A 15q14 $9¢] neuronal nicotinic acetylcholine
receptor alpha=7 subunit f-4xHCHRNA7) 9]¢} 7
& linkageE HYE B3l o] YXE IMESY A
& A3k FHARE AAlStE EJM2e8ka Baksict
o]% 20009 Escayg 5%< IME ##}o)A voltage
dependent calcium channel beta—4 subunit F-2z}
(CACNB4) E¢dolE B a3l o, 2002 Cossette
57& IME 7HAlelX GABA 484 alpha—1 subunit
AR EWolE, 18lx 2003 Haug $¥& JME
Z¥Al9lA chioride channel-2 £#x E4Wo|E Z44
RS sk & 2 Pal $7-& bromodomain—
containing protein 2(BRD2) &-#z}7} EJM1 313
9] ¢l fFHztety ®Ryaigict wEbd IME:E EdY
L FHEY oIS Ze UEFQ HAFIF ol

F Qe

QO W ALY AN MEH(Childhood absence epile-
psy : CAE, juvenile absence epilepsy : JAE)

CAEE IGES] 3 #8202 6~7TA7% Al&=E g
Z+a} wat A )= A Q) 3Hz spike and wave complex
7} EXoltt. CAES} #AR {axtae A7 3717}
A5 2o (ECAL ; 8q24,' ECA2 ; 5¢31.1—-q33.1,
ECA3 ; 3q26—qter), ©] % ECA2& GABARGZ &2
A gole] 9ste ') ECA3E& CLCN2 #4xt
Bole] oJsh= Rogd wuegct

JAEE CAE°l vigte] A dash, Aauata A
Al -4 23 Sol] vehy st FeEE ozt
2}o)7} it} 2000 Sander 92 JAE7} ¥849 IGE
FAIE N 3q26°) linkageE 27351511, 2003 Haug
S90] JAE7} 23HE IGE 7HAllA chloride channel—
2 FHA 2ol Busiiin



¥y LMoL 2 (Benign neonatal epilepsy : EBN)

EBNE tih 4% 3 9% ojdje] 44l £t 32

733 EE g wFo] Jeht 3~47194e Ad=z
A= Agolth LA s H|Bo]Fo|u Wzl
Hupd v ko] AnkAl A7)t BaEE, WHe gy
02 Hol oyt ¢ 10~20%04 FFef thE 7Hao)
WAt difE A A 9499 fAde B £33
5 Holu g ¥4 445 ¥39 v gtk EBN
< Azt @AY AR ddE A A E5E
Tolt}. 1989 Leppert $¥0] 20q139) linkage& %
Z3te] EBN1olgt B3 o, ol 33 ojaio)
5] 19939 Lewis £'Y0] 8q24¢l EBN2E %A
&tk 1998'd Singh $'¥& EBN1°| voltage—gated
potassium channel & KCNQ2 #22}2] o] 9
2, & 22 & Charlier ¥'92 EBN27} KCNQ3 #
AAL FA¥olof 2gE Byt

FYHA EHOE SHIoH MM M(Generalized epile-
psy with febrile seizures plus : GEFS+)

F4 7™ (febrile seizures) FXHNM = 54 ©]3}
ot of 7~8%0lA BT Loprle] FH E¥ AR
4 Agoltt. d4A -] AW Aot dF-eME o]F
of H|EA ZA Ee o] ¥R dh=d|, 53] ¥
g @47 ™do] UE Aol 18k AR L 1E5Y
£ 7K 97t vilg &89, segregation £4E R
| 23 fAYE Bole AUt diREed, 4F Ml
ANE TR FENA 499 A Jepdo. dArt
2 2 9974 E T #¥E AR 407 HAEHA
tHFEBI1 ; 8q13—-q21,'” FEB2 ; 19p13.3,'® FEB3 ;
2q23—-q24,' FEB4 ; 5q14%),

1997d Scheffer?} Berkovice Tt 54| o]Fo dA
A4 9 tgd Feo vgd AN = FE S
Bol= 71418 generalized epilepsy with febrile sei-
zures plus(GEFS+) 2= 0|80 2 & 71&sigh?
1998 Wallace %22 Ath GEFS+ 7oA d4A)
19q13.1°) linkage & @Asty, $AEM o] ]l
1= voltage—gated sodium channel beta—1 subunit
fFAZHSCN1IB) o E@9ol7} &8 Btk 224 o
Fo| GEFS++ 33 oldAo] gl&o] w34, 1999
d Baulac 5% Moulard $°Y°] 2q24—q33°] link-
age’} 9= 7HAIE BT, 20003 Escayg 52L&
o] 7HAI9] #AlEo] SCN1AS] Edold 23g ¥l
THGEFS+ Type 2). & 2001 Baulac $°%& = t}

215

E 7M1 G 5q31-q33 <1X ) .GABA F&A
gamma~—2 subunit F-HXHGABRG2) 9] Ewolof] &
3 T BE Bt

metd AP 53] GEFS+& o] 53 &= A%
ALEF FAR] ol du Bysle) Wi g 7hsAlo) A
A Y #7313 olaMdo] arE g2 3k W 99
I Fho] & Ror Azer

it

85 go Moy
of infancy : SMEI)

SMEI&= go} Z7]ef ndx Fatg AN m=
A -l HEE Holgrt olF Ha AA
g R BE ERRE 2d 5 o o wg
vehts AAEF U] AAE 2AEHE Eix] g
HAEFFo 2 197849 Dravet’ o] 25l L 7|4
sl qlch

2001 Claes $%& 799 @xtellA] SCN1AS A
2 g EdWolE usly, Singh $2& 1299
SMEI 8219 7HAIE $431 3999 74 FA4YE
oA g4 Ad 9 cheket ujgy W) UgE U
831 SMEIZ} GEFS+9] 7 A% dejztn 3833
t}. o]% 2002¢ Ohmori 5°¥0] GEFS+olA g
A FYs SCN1A #Ax EdwolE SMEI 4
oA drstel SMEIZ} GEFS+9 3] & Holgh=
1 E AABIA

3l(Severe myoclonic epilepsy

&

ol

oy T™MEQ] Ial(Nocturnal frontal lobe epilepsy :
NFLE)

NFLEE F2 59 Ao 24, WA =&
3 wRo] Bt FHBE 0AE7] Hen, Lt
7t Hae v 5ol ol BEA] Habd fEAA IS
AFQ B A4 At AdHE A¢og, 19954
Scheffer $*Vo] 553 AZTETOE A 71&3l0]
oz} At 1995'd Phillips $°20] 20q13.2(ENFL1) o
FARHE 228 A0 AF 199549 Steinlein 0
o] 2]X]ol| neuronal nicotinic acetylcholine receptor al-
pha—4 subunit F#2HCHRNA4)E mapping A7 2E
A R B2 A WA HFFETo] HUch 1998
d Phillips 5*Y& 15q24(ENFL2)°l ¥ WA {34
FHE 2ol {FAF ojAFE HD, o|F 2000d De
Fusco £%'& A Wix) 48255 1p21 (ENFL3) ol ¥
Z13} 1 nicotinic receptor beta—2 subunit SAAHCH-
RNB2) Edwolel o&s Husiqith
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2HEQl fHs
Unverricht—Lundborg & (Myoclonic epilepsy of unve-
rricht and lundborg : EPM)

A 27+ 74 (progressive myoclonic epile-
psies) & E|SA AZAA A@F 270 9 2394 T
zlo] EutEl= AFER Lafora disease, Unverricht—
Lundborg disease, neuronal ceroid lipofucinosis, sia-
lidosis, myoclonic epilepsy with ragged—red fibers
(MERRF) $o] X&sn, 2% f3i3og Wydg &
Al Aoldt §3 o3& BRItk Unverricht—Lundborg

BIE Ao HF 7ied F@o dif A
M) dA §-YAL Belrk 1991 Lehesjoki £
& 21q°] linkageZ W7t} EPM1olg}l HHadlxn
19921d tHA| Lehesjoki $°7°] EPM1 #4238 21q
22302 MAstA =43 3H3Ah 1996\ Pennacchio
E¥e) & EPM10] cystatin B 32 Bl 9
3k Aglo] whazich

AN URY HO| H2(Benign familial infantile convu-
Isions : BFIC) N ¥ {IWOI-HOI Wi(Benign neo-
natal—infantile epilepsy : EBNI)

BFICE 19924 Vigevano $°7¢] A& 7|1&# 73
ZFFOE olAl-okALo] EBN-T'—]- .%A}.g}oq ulzl-.o_ x};ﬂ 2
AAEE A9t gon, $A] Hvks di/f Aol
T, gl AAE Holu), W AFo] koA AF 3~
12 Mgt dA7kA 3708 AR Ba =YY
vHBFICI ; 19q¢,"° BFIC2 ; 16p12—ql2,*" BFIC3 ;
2q24*?). EBNIE EBN# BFICS Z7Hgelct. 20024
Heron $5*¥0] &) 2q23-q24.3¢ linkage® ¢ist
31 o] 9]¢} voltage—gated sodium channel type 2
alpha—1 subunit #H2HSCN2A1) 2] EaMolE &
of| A ATk

d

=
AT FA7 A fA8E AT YD G 2
A Ao A%E Ao v 1 FIFTEE
A q2e EAHo] fAxEe] Ul Zolth 53] =
& 2xZFFoluy o9 link-
Axke] G X7 B
H A= g 7}%"301 =0 T human genome
project«l gAdoll e} IGES} o} Esht B3 &
& BolE THAFTFFE oME ™ TTX*X}*"C’]
”‘Eiél ZAowg Aztecy, fAxE Edwole] o3t 2k
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WA A RES HAEE F ASE FUE FE
& Fojck, FAA Ao Qo EAdH] FHAE
Adh= AL By U A8E oI ASEE,
H FAAE wele AL 1Y %“%}7]@‘% Egz
Aeke] sgtat okEe] A3 9 E4 ¥FES JiEE
=8 4 Q= FEH{AHEH(pharmacogenomics) 9] &
gojl 7|98 Roltt.
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