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(hEBEH %S R742.1 [ SCRRFRIRE ]A
¥ R Y HF (idiopathic epilepsies ) XUFR I & PEHRRT 5L 8
JEENRE , RAEEA R PV EEG ORI R A S
HER . E5BEREEENXRN—LTR. ZTWERE
EILEBMEEN, RIERBRI KRB RIE VBEERE
MESHREFERES, PREERZAWBHIRES,
B AR R R A REF BRI AE LR, LER AT
A RN ER S SR R F A ENBEER
WA DAk BHERERAEH RS S . KBEHBPIR
RUEBEERERRERRPESEERR. #¢ME¥ES
FEPERRER: HETHRE FEHE FEEHER
RESHEENEREANHEXH S FERSRThERE,
XMHBAESHERERMAETHEX, JLFH K K Na*.C.
Ca» MBS RRPHANE FEE, KEEHEAT .
PSR R VA XK RER T,

1 2EESRERESSMEFRELE

(generalized epilepsy with febrile seizures plus,GEFS')
GEFS* B—FhRA ZFh RVETE X MFe R YERR , Bk A K
S ETERES NEE NBESRERSR, hEREKE
. BRHREMHXEEE :SCN1A .SCN2A SCN1B H1
GABRG2, [ ZUHI I BYGNETE R SCN1A SCN2A RRLH 7=
Y, EFTFEARARBRER ST REHEREDPHABRRE 70%.
SCN1A 1 SCN2A Z:(H 52740 o] fEghiE I L1, T 7E
BERETrEREENANE, EEREBHERRL, A
AR, S BRI RMED, B BR,SCNIB %K
MERESHEE B 1 TRAMIIMBEREQITREN
BhskamR L aRRERNA, NNERT g
3t o WESNSEAEBIIEE, FB Na BEKRKEIFH,
HERNBEK, BE5 EHETRAT NG,

Baulac %X} 1 MR R EE=IYHE CEFS BEHTHE
BRH#ITTME, RIFE GABAA 1k 2 WA
(GABRG2) EH P IE—BURHERAE, BISE 280 A XM
KA EEARTEN, SRZARE R0, Harkin #

ERNB: & K01973- ), B, HL,LHENF
EX L P AR YA F 38

[ 5% B2 38 12006-09-28

Carla Marini 14k Fi R[5 89 77 ¥ & B GABRG2 F)Z€ 28 41 A]
SHZEREEZHR, BH T BRI RBOERS, BRNEER
B oy2 HENB TS WABETRESNE (SNP)CS88T £
GEFS* JRHI4 5 IE % Xt A Z M F A B £ R0, 53 5h,2004
4E Dibbens ZF7EM AR 1 4 GEFS+ REEIT 1 1Y
GABAA Z{k & WH{U /) GABRD ZEH177 S E R
AREREN(Glu177Al) FSE 220 MM BB HEARER
(Arg220His ) , X2 H A9 RATHEEK T GABAA S2KHITEHES,
AREEMEERTSE THEM R , XM R REN R
AN BRTEREE

2 FWEERERE R EEH S

(antosomal dominant nocturnal frontal lobe epilepsy,
ADNFLE ) ADNFLE {E 24— 5 R YL B 25 -5 i R BL A 4]
BEBWEHEE, AH BT RELK. RBREREIER
Wiz shThReXéar i B A M AEZE , R/ B e B 7
o 5520 SRk 20q13.2 ALESGS ZBHHBSZ{K(AChR)
a4 WHH CHRNA4 EH R RPE R ADNFLE HIZEAL 8 E
HE, BEEZH CHRNAG REAKN S REREEANETS
(C743T) I, B C 8 T # i, R85 248 MWL BB ER
B i (Ser248Fhe ), KRR IMNE T ZBEAIRZ (R MR
W BRKT Ca HEER, 5K CHRNA4 X EHLT
JLb A, —RE 116 R 18 BB EH 3N BEHE
(GCT) #A (776ins3 T 778ins3) FAF ¥; — R C755T &
C767T RAERBIR S 252 =, 256 i F W4 B MBS M
# (Ser252/256Leu)™, B Z.BEAHMZ 1K B2 W HK
CHRNB2 R E M T 1q21, Phillips KBESBF 5 L5
860 M HRR B B (G860C/A) , BMR B M B R / BER
B (Val287LewMet) IR R B RS, HER R R
BT ZRBEBE B, E R ARE —EHIIRE, XN B
—AEXRA T ZBER P REHE RGA XA MMH
WEEMH,

Betrand #f — R K IE 4 148 AChRad. B2 T
RIRREH EA 5 AR, EREX L2 A a] gER
FIRBER R MERILORE, RENZEEELZ
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PR H R B 0 Z B AR R (ACh) A U3 i , S5 R A9 B
RERHYE,

3 HLtLEERA

(idiopthic generalized epilepsies,IGEs)Haug 585t R 3
THEE FEEERETHEMN IGE ¥R, ¥4 IGE &K
BOREBEBENLTE 326, R PUERM CLC-2 EHER,
fir s R4 MR B FEE £ AR A AR R E At
RADSHESNRERIAT ARG THH TEE CLCN2
AR 3 7338 (1)597insG BBFTIEA BT MR IEH
5T M200fsX231, 3 T84 157 (2)IVS2-14del11 £H
HBRASHTEEEONS 74~117 M EER BRI
B8 ;(3)G2144A HEEFET GTISE LM HEMER,
ST EREERN RS, X=fRRHEEEETIR
B JBGE 8 T RE B BT MR #E T IGEs MR Rz, D’
Agostino 2 BFFT LiNEA CLCN2 2225 A] B BAF R YE A 19
—ANEEEREEM, Lenzen FAKE R KCNJ10 EFH bR
IGE it 4 5 B EH , LH R H /D N ZE PR (JME v,

IGEs RFHLHI A 2 JEREE KBAE , WHHEILFTE
B. REFRKEHESEILEEK (BFNC). JLEE & # 4 5 m
(CAE). HFERMARM (JAE). HA4E NIEEEHRMN
OME) A £ SR HFEEH R M R 5 (EGMA) L
ERER(FS)%., HTERAE AR P=RESNEN
To
31 RERZRMENE LR

(benign familid neonatal convulsions, BFNC)BFNC J&—
MERERNEREE BHBEHER, SNBEN 85%, F it
BJEH 3 XERN, RANGERS B AE b B LS
B, 4 14% M BILBSE R BRI . A& R M B
WEIEREY REFREEFELIRRA B R M REEN
B 2 4~ Q2 4 Qs WAL AR, KCNQ2 1l KCNQ3 B 435l
LT Hefafk 20q13.3 F 824 |, EHAI M BREENE T
R—FPIGREE B S0 e 3, R 5 ) R AR A L TR TR A
Frpesh e B, WTARF R SRS TRBAIKE,
I F P E M A K S s AR . — RN
KCNQ2 FZEZE RAETE C KU, 5 MRENIHA S RBME
ZETECEE LR 300 MEEMAIBK . BIE , Maria B XE
PP KCNQ2 MEERE N AT 10 45 & (c
761_770del10insA ) ,KCNQ3 £ B F ¢.2687A>G I R
FEEER(p.NS21S) M, BMERF 13 4 KCNQ2 3
B 21 KCNQ3 AL, B EA 5 METRR, ffE
BRR EA B RN S5, Q, M Q, HE—A
WA R RN EEE T EESEZHR, FeeE
SERACE, SBOEE SR AL ], 32 T8 E0E
HIR, SRR R

KCNQ2 #1 KCNQ3 B HIL R &K= 4 0 Q, M Q, T

BRI TE MR B L 5 M 250 M2 EE AR &
R, JRAIZ43E M Northern ERZEA3E R B KCNQ2 71 KCNQ3
) mRNA ZEf A FIE B2 P RAERMRIEA, #7
Q. 1 Q, TEAHMS N FeiA 3t RIS ACHE iR, M2 B, H =AU
B —R.

32 Lk kAbESA

(childhood absence epilepsy, CAE)CAE —R7E 6~7 2
7, LBE R WRRIANAENE YR, BXREHRK
2 AR, REEREETRIESDZXMERSNFHEH
3Hz B ~ 183, Martha FFR RHILE R MHEIM(CAE) 5
PEFRefaik 15q11 K v~ BB T A BZETHN g3 &
B (GABRB3 )& %8, Huntsma WD 83 EEAME/D
BN ERAL®ERRSARY, RW B3 EHRK
R ERMRALEOMNBIIE TR, WERERIANRMER
fEo HeAh, — SRR E RN v2 WEERY CAE MR
BELL B R R AR BK (FS )4 5%, Kananura Fl i A H R E
4 (SNPs) 1T KB 3HT K B, CAE MR #4785 GABAA
Fh v2 TEEREMS URTA TR GABA Zfk
v JEBRTAHREX, Colette K &P GABAA ik vy2 &
B CAE fERPBKH BB, HINBF 5 CS88THIE
SHBRRSERERWERA(AE) XX, BR¥EERS
4 # I E 452 DNA  69CA.85CA.155CA1.155CA2 H1
A55CA1 X CAE BEFATEEE, BRI B BB 1T
RERAHT, KI GABR a5 1 GABR B 3 5 LB KM HAR
(CAE)HIRHEVTREMXPY, S, Wenli Gu 5 Sander A X
XFENLF 19q13.11 B LG EA# T THR, EHBTFIRX
HMERT —AEFHRELLE 1914GC—AT, FFANERRER
CAE X —5REH™,

Yucai Chen %%} T~ BU45:8 B EH(CACNAIH)HI 6 4
B FRAEN S TE CAE AAMIER AAP T B, &
B CACNATH B85 X RO MEAEEHNR ERAFXED,
flufi T2 CACNAIH AT RER CAE RN EESREHN, —
SHIRAZSY EELES X T- B O RIEHRA
R, BT S H B £ BT RBOCA I R _ AR 88 3 R % Ok
BERHURAZ R T IS 1K
33 HFMEES AR

(Junvenile myoclonic eoilecsy,JME)IME /& Fi% &t 4 5
BACHERRA , B e RE)E 2R , BRI _E RN Hh5h ek
BBk, ZEHSHMRE - BEEREMEAMEE, 58 o1 T
EAEE(GABRADNEIAN SH S FUMEEHRRE X, B —
MERGAkSHRE. RAMHEE2BE y- BETH
(GABA)S5 GABA 2445465 | R B TEH T, EEFH
W, EREMENH, SHERENXNSEOIRHBTEE.
Cossette W T—LLE I 4E NIREZEHIR (IME ) 0 E LR
MERRARFOFEARRRS, ELERARHER o1 T
EREEAEYS 15 S5k 5 D5S414 (S, NRBEEBK
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BINMAAERHERRETHEXRE, BREFEN
GABAA 2RS5BT GABAA AR LR, FERIMZRIZ K
TEALR RARGR A A FLIE 3, o RIEIE R MBIEA, BF
REFER GABAA AT R o | TEERRRETESA
M RS A AL VI, Elmslie X 34 A~ §efafk
B e IME KRBT T HYMT, RARBBERRES
D15S144 A7 S EHA ZBERR R o7 WA (CHRNAT),
I BsENFER Ak 15q14 L,

Sander 244 R GABAB ZAREE MR AL M
RUIFRA (IAE ) FLPEZE RUSAE (JME) R E B , #| S
HEREANE(SNPs )FEATRBRAMT , BB AR R R LA T
PR, IR R B GABAB HARHRERS IME A%
B,

Suzuke %F7E JME MBTR R I, A RIS IEE A =4 B
BISh R B i, AR FRTRIR , BT A R EE T SBCER
MR & 1E, T EFHC1,EFHC2 F5AR45 T8 A BUGPEE
I E R, Wenli Gu FRILEN T Xp11.4 # EFHC2 4
BFIRBHNEERNT, H2EREMERER
(Serd30Tyr) 5 BHM KK A LB X, 318 11 7F IME it
feh R B RiBE S REMEL,

4 RILELEAREEIEMN

(Severe inyoclonic epilepsy in fancy,SMEI)SMEI J&—#f
A R GEAE, A— R E RN B ERBIERRK . 3-8 Al
B, LB LS B R B 15 R S VLR o R B R M
ERIEAERRA, REEXA N S HEEREER, 82
HEUEEESBEE), HFEHWMERE. BRI RN TH
BEREST I . H 33%~50% i) SME BEBARAA | B4
Hil o WENERRE, QREGHRK BA ST RE,
T 455 GABAA 24k v2 W (GABRG2)AH R 5 SMEI
HRE™,

SLAGR, 1 RAMN TRt SRR A RinER
BiE. mERREFBERE =HHE:——5 ENER%E
FilEA S SHATERE; —RIRREN FEEMNE
ARMSRAIERE; ZR5IEMHEERME - MHMF
LR R LR . AR RS2 — T EYW, SRS R=
MNiH. RROERANRELRTBLE , ERR AT R
BER RN URRE . BEARITEYFERNER,
MR RO R —SBWA, I #83E GABA
RAESTENRATIRIRA RN B TARE
FEEERRT ST HFEIERRAN R FRER ELF ;L
BT B S A B Y BB

BT SNPs R ZE ST MMNBE B TREMmE
A RERRRE T EHHEERERCE S 4 X Rm%
REREF D3, U RBAERRNS T EHOBIR., HEEkK
R R H WP (gene knockout) iR MR ERREAK

THEEAE R BT TR T HTROBF R 85, EWT AR BIRAT T
R ERR R RS, ST T R RIERIGTTHAER
BEMNILE L, Wb, FEE AN PRER AT B S
RABEE R HES E#E R EERR N RRILRBTR
AR BREEE ZAI1TH BB R F B .
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