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Abstract

Eyelid myoclonus epilepsy is an epilepsy syndrome characterized by eyelid myoclonus with or
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without absence. Its EEG is characterized by generalized symmetrical electrical activity due to
closed eyes and light sensitivity. However, there are few reports on the pathogenic gene mutation
of eyelid myoclonic absence epilepsy. We first reported the CHRNA2 gene mutation of eyelid
myoclonic absence epilepsy and reviewed the literature to provide reference for clinical diagnosis
and treatment of the disease.
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1. 51§

CHRNA2Z JE[K 54 G i JHAE Y 2, T AR AZ A4 (NACNR) a2 U507, B8 IF S 7E B AR A < ik P 32 20 1
Jiri (Sleep-related hypermotor epilepsy, SHE) [1]H[ " 4y (i {4 {14 44 8] 4 -1 ik (Autosomal dominant nocturnal
frontal lobe epilepsy, ADNFLE) [2]A17 />4 R AN [3] A L2 R AL SRR ) LI [4] 55 2 WL, il PR AR I
DRI LR 22 () CHRNAZ i [K S8 AR (3 (5] i oA WARE - AR VLR ZE (Eyelid myoclonia, EM)T 2001 4
| PR L0 1 B AE 0 A 23 B BT B R AE TR 3, 0 R woh BT HR G LR 2 2 8 7 (Eyelid
myoclonia with absences, EMA)FIANFER L4f . EMA T 1977 41 Jeavons 1 XIRHIIF2ESN . se iR 3L
DARR G JULRE 2R A 408 2R st RHE BN 25 A A, (RS2 V2N m] o 2001 4 [l bR s G B FRO R AR 4
5K EM RS AR AT M R AE 2R, 2010 4F ILAE R R AE 2 ZR R IG LR 2R VA3 Rt R A
[5] o T ASF B HHRIE I EM ANEEAT RATER I EM 1) 25 ZEI PR R DN IR IS AN IR ERBEAD 4~6 IR (1 PRdE 30,

TR PR i R PR HE 2 M 3~6 Hz ()8 5 & 1~6's, LARTSE A, ZAEMHE 05~2s WL,
P AR K ] BT DA 6 I8 T i3 & 32 M R BR R A o AR SOl EM I PR B ARk &85 5 25 DR 35 SRt A 7 [ J vk 4
M AN SCRRE >
2. ImFRZEH
2.1. MiwESE

BEY, 20 %, CURARMEDUBE /MR 9 A, InE 20 RAFE. &35 9 F Al Jo W] & s IR /e i
W1, HMEEATHE, ZBETHBAMEATC S, AREATE, s TRk, ABd)E B/ EE
VUSSR ELRE ZERE RAE, AR RS2, 20 1 b R i, BR 3~4 Ik, WIAZ W, T HIRE &A1,
IR A 1.34 g/L, ZWoN “I TN R " 25 TR it yT R v SE 9 iF e Je i be, b
AR B 20 KT, ERARREXMBL, PUETE W BINE, AeetrE, LRCEIREE, AR
BROZI,  PATHR I DU UK 3RS A A A UM IR G AT . PRI R ML Ve, B RM R, el
R, F@BARBESERNGIT 2 K, A7 “HRRNESHR” RGBT RS, TUTE. 872
W TRAE. BEIEFNBRL, 1k R 6)7)E 3 K, EHTHILEREEAR, 1A 5 LY ETE ST,
ABEATHE, LIBCEARNME, ARE2EBEIZI,  PHARA DO B U R G LR 2R S A A, B R Bk, 520
HIEHR: o

BEAE 52 A SR SRR S TER Ik
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IR B IE E AR B A R R, KRS I .
22. FBKEE

AR EATE, ARG VIR ZEN R, X BB 4-2%, XUF VL) 4 2%, DUELsK e, HLiris
AT, ZEMEANZ, Romberg AEANRERC G, XUMME S SHEER, ERFEZEFAME. HORTCRAIA.

23 LERE

ITFEHEZRIA, WWE 110 mmH,0, MR E 80 mmH,O, ALIGHN L 40 % Umm?®, BaE A4k &%
G EERER IR WL S
24, HEIRRE

AR A 24 NSRS R PR R AR, W HE R, &S R R
FEFIERMRPORIE R AW (A MRTAL. A R R2). WK 1.

25 £IBEFMFER
FERRGI: I 8 5 Yetifk CHRNA2 A1) 1 AN RED ¢.1073G > T WL 1 2 4% 1. % 2 Ful&] 2~4,
2.6. &IT

PIRIRANGERE Fr 500 mg/ik, 2/H ), BB EIRMI BRI . TR 2R, DB shRA B i,
FEATATAE SR, PR RIS IR I AU 28 A R B> o

CE &k CE G EBETECELCCk & E C A .Ck CLA T €

Wina/ J\/\/\m A N\/\ AANA

Figure 1. During the interictal period, under the background of conscious and closed eyes, a paroxysmal short-range single
burst of spikes and slow complexes can be seen in each lead (significant on the right forehead, forehead, and anterior tem-
poral leads)

E 1 kfEEH, AEABERT, SSURMAMEREAELRKRES KGN, #. ISEE)

Table 1. Gene variants that are more likely to cause disease

* 1 BRTREMERSHNEETR

P (Rt fh5) M BRRGNE T ) BRI (R T) rs s MAF

CHRNA2 (chr8) ¢.1073G > T (J+&T 6) p.S3581 (NM_000742) rs74341575 /N 0.002

Table 2. Biological hazards and carriers

R 2 ENMFRELEEE

JeUEE 5 R(RMIEF) BERIIEF)
FREA T (R T EE A R T KB L seie) KB
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Figure 2. The gene sequence of the proband (patient) (exon 6, base G changed to T)
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v
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Al

Figure 3. The gene sequence of the mother of the proband (exon 6, base G changed to T)
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Figure 4. The gene sequence of the proband’s father (without mutation)

4. FEIEE FHEEFFI(RRE)

3. CHh

BETELMN, YRR, E 2RI VYRR B ZERE A O HRIG R 2 PRI AR L
MRaeteshds, AVENRORIGERE, 24 1 a8 A a%em, 5K 10 ik, WRZ W, HIRELR; 24 /N
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AT L R S L I RAETEA, VEBREM H ST, &5 R0 LR R I AR R R e A
WCHMTTA, &, T RE): HRRWET AR 45685 LM aEg R, ZEEHEHN
EM.

4. g

HRB: LR ZE (Eyelid myoclonia, EM)T 2001 4 £ [ Bryuisin B B (I LAE) 7R & AE 732 Fh 4 H TR 1
RAEFE, 43 R4 2 v RITER IS L% 25 25 4355 (Eyelid myoclonia with absences, EMA) FIA£EA 2 4#(EM) .
1E 2017 4, ‘EHE ILAE BiiA A ELA HRAS LR ZE 72 R VRO R A E 2R ——dRig 3l (R k) 2R3 [6] . X FhLs:
HHER B L, WO A SRR 12.9%, HARBIE DL G AT IR PR, S AF M U A
EM FRBURHEA 2 b & AR O S AL I R BB XU R G 3~6 Vi/s HOAEET . Puidt St LR ZE M ki3, 6
WA S R IR R B P PR R IR RS (R O R AE) . EM IR LR A FE RRRAE : Y2 1 3~6 Hz () B8k
e 1~6 s, FREEETRIUEGT 4 s BP9 RO AE, DRIk, INE R G Sk 1) iz i f 5],
ZAEM B G 0.5~2s WHBL, PATHR A TRV TN Y T i R iz MO r BOR A o 29 i8 T 1 30 TR IR BN B 2
TR, HARWORE %, FRLER. A 2 PR AE A, RSP E R EE M E R EEN .
A5 £ DU S RS LR ZE A e PR SR B, PRI B DU Jie VLR 2R A B A, A i FL R AR R R AR TR, 5
HHE ST, &5 0 IR R AR B R B g B S (L AT A, A, RUSUT 3. 47 v v e
B O T R RIRANTE T, A H IR 28 o R 1E 2 e T P R B S B0z A B BRI F S 3, R
I R HROIE B TR R R YR 97 OR R, MIITHHIESE T EM 2. EM 38 nldnt 5 53 P HR 5 F7E R
RIS RRANE, ZEE R T HIRE RIEHFE EM 2.

ADNFLE & —Ff 32 B3R I A E PRIE ) IR A 18 30 R AR R 25 A E - £ RPN F L 528 3.
PRI EERER . PIIRIRFES R 10 & o FE—ADNFKEEF, XM R IE TR G R KR E, 1 HEA
S22 B VR 22 57 0 R VG~ BROK S S0l B 2 BRI T A s I R AE . 7E CHRNAG B[R 55—
NRARE M E JG, ADNFLE 228 — /M N2 & 7l iE D) et 5L Mo . XL RAB R Z AT
CHRNA4 1 CHRNB2 %K, 43 514ai% A4 A1 b2 nAChR T, 7E4wEY A2 T 547 1 CHRNAZ LK ity
RILT A BB A FDhRERS R4S, BLA W7 CAESE CHRNA2 JE[H R4 53 ADNFLE., REnit,
NAChR JE R34 2 55 LA, FFH H 2005 4E LR B4R E] S ADNFLE M5 HARIE R 2 5(7].

BATE KARIE T EM ) CHRNA2 J:[K 5238 . CHRNAZ F& [Fl A& 4w Z Bk IE AR 32 AR 1) a2 WIERFEH,
A BT 9T CAF 92 CHRNAZ JE R 845 J&2 ADNFLE [7], ADNFLE J& —FhBEHRI %2 4E A4S & 2 o ek 1 i e 2
HAE, BEIRE BT ERE high. RMEER, BRI e 2 00y s 25 s A Va7 vl A R il K
B, T A5 265 DL S AR LR ZE A e PR R B, PATHIR B TG Joe LR 2R A B A, i FRAREAIE 2 |l T P E ROk
U T3 AR R PR F S B8], HF I IR ER AN T AR ELLF, MMITENESE T EM 1Ji2li. EM &
& R E A PR B T8 IR AT S 3T R R AE[9].

BADS AR F AT 24N T IF, BRI T 8 5 YLtk ) CHRNA2 #%FR4E 5+ ¢.1073G > T (JME T+ 6,
BEE G AZN T), & HEBRAL 5 p.S358I: Sl & BEE (Jo K AY) AFE CHRNA2 (%R AE 5+ ¢.1073G > T (4h
BT 6, K G AN T), HEMRALF N p.S3581; JLilF# Lo CHRNA2 [IZIRIER , N ¢.1073G HFA: 7,
XA R EURME R, WAEYERE X Bk, FRATIACH CHRNAZ2 148 5 ¢.1073G > T Al A& A FH 1,
5T OMIM. HGMD. Clinvar 4 ER &, AKKIE CHRNA2 2257 ¢.1073G > T HHKHPIHHRkIE, A&
A I R fE O RS, A TN Re A F s LR X kUL, CHRNA2 748 5
¢.1073G > T SCHFEUH, BRUNZZRGUEFH ARET, HEERM MG TR, BiEE AHK RR AR
JeFERIAI 35088, AT DU 8 5 Jetifhk CHRNAZ 1 1073 575848 5 AR o [, A0A00 i 427«
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