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[ Abstract] Objective To analyze the diagnosis status and epidemiological characteristics of anti-N-
methyl-D-aspartate receptor encephalitis ( anti-NMDAR encephalitis) in the Sichuan province of China.
Methods In the retrospective survey study, data of cases suspected as autoimmune encephalitis in Sichuan
province from January 2012 to February 2017 were collected from the third-party test center. The diagnosis
status and epidemiological characteristics of anti-NMDAR encephalitis were analyzed. Results (D A total of
1 714 cases had been suspected as autoimmune encephalitis with anti NMDA receptor antibodies tested. In
hospitals of capital city, cerebrospinal fluid or serum of 1 511 cases were tested since 2012. In other cities,
203 cases were tested since 2014. Hospitals with anti NMDA receptor antibodies tested increased by year.
The cases distributed in the department of neurology, psychology, pychiatric, ICU, pediatrics, geriatrics,
otolaryngology, infection, the mergency department and pneumology. @ Cases with anti NMDA receptor
antibodies tested increased by year. A total of 155 cases were confirmed as anti-NMDAR encephalitis, with
the average onset age of (27.9 £12.0) years ranged from 9 years to 77 years, including 89 women and 66
male. The female average age were (26.5 +11.31) years, while the male were (29.0 + 13.0) years. 3
Among the 155 confirmed cases, 127 cases with detailed clinical data were analyzed further. Seizure and
behavior disorder were the main symptoms at onset. Among the 127 cases, 107 cases were misdiagnosed at
their first hospital visit, with the misdiagnose rate of 84. 3%. 18 cases were reported with tumors (17
female) , mainly with teratoma(11/17). Conclusion In Sichuan province, the doctors of hospitals in non-

capital city should strengthen the identification of autoimmune encephalitis. Anti-NMDAR encephalitis could

be misdiagnosed easily and non-neurological physicians should also take attention;
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Figure 1 Numbers of suspected and confirmed cases in 2012-2016
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Table 1 Number of suspected cases to test and confirmed cases of anti-NMDAR encephalitis

SEALLA B Suspected cases

41297 | Confirmed cases

I [ (4F) BEBE (%K) B RPN ERE a2 BER it BEPER e BB .
Time( Year)  Hosipital(Number)  Hospitals in Hospitals in il Hospitals in Hospitals in il
capital city non-capital cities fotal capital city non-capital cities Total

2012 2 18 0 18 8 0 8
2013 5 30 0 30 1 0 1
2014 10 214 24 238 40 0 40
2015 11 486 27 513 43 2 45
2016 2 755 134 889 39 8 47
2017 12 8 18 26 3 1 4
3T Total 1511 203 1714 144 11 155

*FE201742AH15H
*To 2017-2-15
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Table 2 Age and sex distribution of suspected and confirmed cases of anti-NMDAR encephalitis

M & 1 9 it
Patient Female Patient Male Total
(%) FRPAEAS 1 L FRPAEAS 1 L
R
Age( Year) FHE % R PP (%) (%) PHE % HBREC BHMER(%) (%) FHPERL Ak
ge( Year
Positive Delivery Positive Positive Positive Delivery Positive Positive Positive  Delivery
number number rate( % ) composition number number rate( % ) composition number number
ratio( % ) ratio( % )
0~ 1 100 1.0 1.1 0 119 0 0 1 219
10 ~ 31 162 19.1 34.8 21 160 13.1 31.8 52 322
20 ~ 28 157 17.8 31.5 20 138 14.5 30.3 48 295
30 ~ 13 100 13.0 14.6 12 66 18.2 18.2 25 166
40 ~ 12 129 9.3 13.5 7 97 7.2 10.6 19 226
50 ~ 4 92 4.3 4.5 4 95 4.2 6.1 8 187
60 ~ 0 71 0 0 1 96 1.0 1.5 1 167
70 ~ 0 38 0 0 1 55 1.8 1.5 1 93
80 ~ 0 18 0 0 0 21 0 0 0 39
A
ait
89 867 10.3 100 66 847 7.8 100 155 1714
Total
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Table 3 The symptoms of starting and appear in the course of the

disease and composition ratio(n, %)
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B AAEAR
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KEPIAT R
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T K AE
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W R
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HEE B o i
Sleep disorder
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Table 4 Condition of tumor and mortality of confirmed anti-NMDAR encephalitis patients(n, % )
WiH % (127) H(58) 2 (69) )
x fH P1{H
Item Cases Male Female
R[S, BE(FEE) )
27(12 ~58) 29(10 ~77) 25(9 ~56)

Age[ Year, Mean (Range) ]
A B
Accompanied by tumor
A e

18(14.2) 1( 0.8) 17(13.4) 13.601 <0.001
Tumor
KRNI

109(85.9) 57(44.9) 52(40.9)
No tumor
FEAT W i R

12( 9.4) 1( 0.8) 11( 8.7) 7.445 0.006
Accompanied by teratoma
T

11( 8.7) 7(5.5) 4( 3.1) 1.567 0.211
Mortality
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A study of autophagy flux abnormal block in atypical hippocampal sclerosis
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Department of neurology, West China Hospital, Sichuan University, Chengdu 610041, China
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[ Abstract] Objective The abnormal autophagy fluxis involved in the pathophysiological process of
drug-resistance temporal lobe epilepsy ( TLE). Hippocampal sclerosis (HS) is the main pathological type of
drug-resistance TLE. Different subtypes of HS have various prognosis, etiology and pathophysiology.
However, whether theabnormal block ofautophagy flux involved in this process has not been reported. This
study proposed a preliminary comparison of autophagy fluxin typical and atypical HS to investigate the
potential pathogenesis and drug-resistance mechanism of atypical HS. Methods  Surgical excision of
hippocampal and temporal lobe epilepsy foci were performed in 17 patients with drug-resistance TLE. Patients
were grouped according to the HS classification issued by International League Against Epilepsy in 2013. The
distribution and expression of LC3B, beclin-1 and P62 were detected by immunohistochemistry and Western
blot in each group. Results LC3B, beclin-1 and P62 are mainly expressed in neuronal cytoplasm, which is
consistent with previous reports. Taking (3-actin as internal reference, we found that LC3B and Beclin-1, the
downstream products of autophagy flux, have increased significantly (P < 0.01) in the atypical HS group
compared to typical HS group. However, the autophagy flux substrate P62 has no difference between the
groups. This result suggested that compared with the typical HS group, atypical HS group had autophagy

substrate accumulation and autophagy flux abnormal block. Besides, we found that glyceraldehycle-3-
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phosphate dehydrogenase ( GAPDH ) was significantly different between the two groups (P = 0. 003).

Conclusion There is abnormal phenomenon of autophagy flux in atypical HS, and GAPDH elevation may

be involved in its mechanism, which might provide new targets and ideas for future treatment of atypical HS.
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Figure 2 Western blot expression of autophage related protein in
hippocampal sclerosis tissue of atypical HS and typical
HS Typical HS group (left), atypical HS group ( right) ;
Bands from top to bottom are LC3B, Beclin-1, P62, B-actin
and GAPDH, respectively.
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Figure3 Comparison of the relative expression of autophagy related protein between typical and atypical hippocampal sclerosistissue. a.

Relative expression of LC3B between typical and atypical hippocampal sclerosistissue (-actin as internal reference) ; b. Relative expression of

Beclin-1 between typical and atypical hippocampal sclerosistissue (B-actin as internal reference) ; c. Relative expression of P62 between typical

and atypical hippocampal sclerosistissue ( B-actin as internal reference ); d. Comparison between GAPDH of typical and atypical

hippocampal sclerosistissue
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Investigation on the status of newly diagnosed adult epilepsy in the
General Hospitals of Jilin Province
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[ Abstract] Objective To investigate the status of newly diagnosed adult epilepsy in the General
Hospital of Jilin Province,in order to improve the prevention and treatment of epilepsy. Methods To collect
the clinical data of newly diagnosed adult epilepsy from October 2016 to February 2017, and to follow up 6
months. Results A total of 81 patients were included. At the last clinic visit, 73 cases origined from focal ,
74 cases were positive in EEG examination, 56 cases were unknown etiology, 12 cases had hippocampal
sclerosis, 48 cases were mildly declined cognitive function , and 30 cases were poor compliance.
Conclusion The newly diagnosed epilepsy were focal origin, delayed treatment, mildly declined cognitive
function and poor compliance.

[ Key words] Epilepsy; Newly diagnosed; Etiology; Focal; Compliance; Cognitive function

- 385

T 2 o 22 R ST R UL AR M, 2 R K
HIBBE T IR OB R 2% ERZ EAE U
ATA T S TR AT 7 N AMIF S 2 — &
PREYA LTI B AR R B 2
3.4%0 ~ 7. 6%0 ', A% SCYHAE 3 MROR A5 — B2 B il

DOI; 10. 7507/2096-0247. 20170059
EETE. $HKXFFH—ERIERIZF A4 (lepyjj2017006)
BIRAEE . T4 E-mail linweihong321@ 126. com

Tl L T T2 B2 WSO 85 A BR, TR A
SRARDBL TP (i PRARF 5 B30T MO 358 368 122 X
T B I6 TAE S AR

1 #ZBETE

1.1 MR

WeAE 2016 4E 10 H - 2017 4E 2 A T bk
R LT 2R A LTI FREIA
AT . O Sk [ R N E RIS WU 9 8



- 386 -

BECRZEFER =16 %), BRAER LY 259
(AEDs) A7 # ;@ Wi B h 52 s 2= 1 h LB
W L ( VEEG ) KA | Sk B2 G L4k (MRT) A 4
(3. 0T CLFEREWTTET LR R PRAV B 15 I SR A A6
) MoCA TAHIE R I F LR i A Ak fb 5 B 48
A LI B Rz DL E SR D U LR R A2 Bk
PO, 0 2 L2 BE T B H i 86 B8 (ILAE) 2014
ARG R 2 FH R 2 D) R & VR 4y 25 2 IR TILAE
2017 AFEHT o AR E AR w43 R Jey A M A R | A v M
VR BRI =R R AR @ B W AR A
AIFBE MG W B, RS B A BE VT 5 R BRI 5T
L RO A5 — R BE AR PR 2 51 2L
1.2 MiIRF*

BN (PR B SCACRR B R AR R
o Rl G0 S e PV R S i FL T (EEG) BH AP 3R
U IO A PHPE R DR F I AR T IR 2 it
IG5, G — 35 I A% 09 S A 00T 8 iR
B R AR UEAT B0 5 Gt -4 JE 4R B s A
Epi-data 235 %
1.3 SFHitFEFZE

FIT A 5 s AT AL SPSS #4748 1143 #r .
XF T AT B AT R T S i, 20 3 AT A OB
I PR LB E SRR R I ST REAS TR
HEAT 2 K3, P1H <0.05 NESFAEG %X,

2 &R
2.1 TEREER

J Epilepsy, September 2017, Vol. 3 ,No. 5

81 BIHTZ W IR B B Lo =1.4: 15895
W 1 ~77 2 P4 35.4 2 Ry %029.5 %,
HZ O ELL T B N UL, Sk 43.2%
A HB B A TG A PR IR, 8 Bl RN, 73
B1(90. 1% ) 53 R Jay kR L U5, B Uk 24 st 7 5
¥145.8 N H i 18 AN H L 8 11(9.9% ) H AR
AT SFAUR 23 5 5 5 12 19 (14. 8% ) A e FAVERE IR 582 5
56 1911(69. 1% ) % K AN BH ;74 9 (91. 3% ) VEEG
ErfAYE; 12 ] (14. 8% ) /B3 L &R MRI #2871 g 1 fiff
fk;48 B (59. 3% ) 41 F FEIN T RE T K5 30 44l
(37% ) BERITHNIEZE, Wk 1,

2.2 wHE

81 il g b A WA B DR 25 4511, 9 53] Ay i Py ke
el B (1.2% ) SPERZE 1 HI(1.2% ) S K&F
K7 1(8.6% ) iM% 9% 8 1(9.9% ) \wife N &K
8 %(9.9% ) ; A 56 f41(69.1% ) , WK 1,

PP
s i LA
SMI T A
g it i
Uitis
Gl

B 1 81 FIETSHT A N B B & mE AN E
Figure 1  Structure graphing of the pathogenesis of the 81 newly
diagnosed adult patients with epilepsy
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Table 1 The present situation of the newly diagnosed adult patients with epilepsy(n)

VL HERR Inedx

2L Results

PES( B /40) Gender ( Male/Female)
SCAEFRE (f/ 7)) Education statue ( Low/High)
B AL (%) Onset age

B UIGITHHRRE (H) Course of first therapy

A s (% /3 BE 7=/ i ) Birth history ( Abnormal/Caesarean/ eutocia )

AR SRR % L (4 /) Family history ( Yes/No)
R IFIR 52 (47 T6) Febrile convulsion ( Yes/No)
T RESG R (4 /T ) Possible pathogenesis ( Yes/No)

KAESY IS (LT Rt/ IR AN ) Seizure type ( Generalized/ Focused/ Unclear)

i L ] (IE % /R FE 5% ) EEG ( Normal/ epileptiform abnormal )
W R4k (47 J8) Hippocampal sclerosis ( Yes/No)

INAIAE ( FF%/IE% ) Cognitive function ( Declined/Normal )

TR (17 22) Treatment compliance ( Good/Bad)

47 vs. 34(58% vs. 42% )

35 vs. 46(43.2% vs. 56.8% )
% 29.5; FH4{H 35. 4

TR 185 45.8

6 vs.4 vs. 71(7.4% vs.4.9% vs.87.7% )
8 vs. 73(9.9% vs. 90.1% )

12 vs. 69(14.8% vs. 85.2% )

25 vs. 56(30.9% wvs. 69.1% )

0 ws. 73 v5.8(0 v5.90.1% v5.9.9% )
7 vs. 74(8.6% vs. 91.3% )

12 vs. 69(14.8% vs. 85.2% )

48 vs. 33(59.3% vs. 40.7%)

51 vs. 30(63% wvs. 37% )
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Table 2 Comparison of treatment compliance of the newly diagnosed adult patients with epilepsy (n)
PE5 AR JE A WSHE L LT SR INHIIE
5 (B/%) (/%) (Y RAT) (Cis/ 5 (e /A%) (B/7) (IEH/ TR
Group Gender Education statue  Living condition ~ Obsterical history ~ Economic income  Tonic spasm Cognitive function
(Male/Female)  (Low/High)  (Urban/Rural) (Married/Unmarried)  ( High/Low) (Yes/No) (Declined/ Normal )
NS 35 vs. 16 21 vs.30 35 vs. 16 36 vs. 15 17 vs. 34 41 v5. 10 27 vs. 24
R 12 vs. 18 14 v5. 16 19 vs. 11 20 vs. 10 17 vs. 13 21 v5.9 21 v5.9
2 1H 6.356 5.903 0.136 0.183 4.222 0.675 2.277
P18 0.012 0.116 0.712 0.669 0.04 0.411 0.131
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Clinical characteristics and electroencephalogram changes of late-onset
epileptic spasm in children
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[ Abstract] Objective To investigate the clinical features and changes of EEG in children with late
onset epilepsy spasm. Methods The clinical data, treatment, follow-up and outcome of 13 patients with
late-onset epilepsy spasms were analyzed retrospectively from June 2010 to August 2015 in Bo ai Hospital of
Zhong Shan City. Affiliated Southern Medical University Results Thirteen cases of children were enrolled in
the group, including 9 males and 4 females, the onset of age were 1 year 3 months to 5 years 7 months,
duration of treatment were 1 year 5 months to 4 years 8months. Seven cases of children had clear cause in 13
patients; 2 cases of viral encephalitis, 3 cases of HIE, 1 case of neonatal sepsis, ARDS, and 1 case of

methylmalonic acid hyperchomocysteinemia. Six cases did not clear the cause. Spasm is still the main type of
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Seizures. Seven cases had seizures with partial origin. the most onset time were awake period and wake up for
the time, and coexisted with other types of seizures. EEG in Epileptic seizures period was a broad range of
high amplitude slow wave, slow bursts, complex or non-composite low amplitude fast wave, sometimes with
the burst after the voltage attenuation of a few seconds, string or isolation occurs. Synchronous bilateral
deltoid EMG monitoring showed bilateral or unilateral synchronous EMG 1 ~ 2s Bilateral or unilateral
synchronous EMG outbreak1-2s. Intermittent EEG showed multifocal and extensive epileptic discharge, still
sharp ( spine ) slow wave continuous release based. Treatment: All children underwent ACTH or
methylprednisolone immunoregulation treatment, 3 cases underwent ketone diet therapy. At the same time
choice valproic acid, topiramate, clonazepam, lamotrigine, levarabesilan and other anti-broad-spectrum
antiepileptic drugs, according to the history. all children were taken in combination with the way. Prognosis :
13 patients’ seizures reduced or controled after the end of the ACTH or methylprednisolone immunotherapy
course. followed-up 3 to 12 months, the clinical attack control were failed 3 cases had relatively good
prognosis, treated with Ketogenic diet ( Lasted for 1 year 3 mothes ~2 years 5 mothes) , one case of attack
control , mental improvement significantly, Another 2 cases, the numbers of episodes were reduced and the
level of intelligence were significantly improved. Conclusion Perinatal factors and acquired brain injury are
the most common cause of pathogenesis. Spasm as a major form of attack, and other forms of coexistence.
EEG is not typical of high degree of performance. Simultaneous EMG monitoring shows bilateral or unilateral

synchronous EMG outbreaks. The treatment of various antiepileptic drugs were ineffective. The vast majority

of patients developed refractory epilepsy. Ketogenic diet treatment may be a relatively good choice.
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Figure 1 Epileptic seizures EEG showed extensive medium-high amplitude slow wave, slow — wave burst, composite or non-composite low-

amplitude fast wave
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Figure 2 Synchronous bilateral deltoid EMG monitoring showed bilateral or unilateral synchronous EMG 1 ~2 s
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P (PVSL) + AR 1 A A0 PR e (PM1-6) +
B8 1A SRR (PP1-5) s 270 2 NREUR
PEUESE (PS14) s 4E32 1 SR BURPEIESE (PS14) +
2/ 3 AP AEBURM IR (PM1-6) s fE & 1 133
P EIEE (PS14) +2 AR TEIEYE (PM1-6) + 2
2 AT EEBURMEIESS (PP1-5) JAF 2 1 AN Bom b
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WEHE (PS14) + 1 DN AESURYEIESE (PM1-6) + £
D 4 A SRR TR IR (PP1-5)
ATREEURAIE LA T 6 M SR 1 MRS
W PEUEDE (PVST) + 1 AP A& B0 PEIEdE (PM1-6)
TR 1 ADRBEUR IR (PS14) +1 ~2 D EEEUR
PEUESE (PM1-6) ;AT & 1 AR EBUR PEIESE (PS14) +
F/0 2 A SCHFBURTEIESE (PP1-5) 5 270 3 P aEE
S PETEE (PM1-6) 52 AN AE SO0 HEUESE (PM1-6) +
Z2/0 2 A HFBEURTEIESE (PP1-5) 51 A0 1
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HESE (PM1-6) + Z/0 4 SR EUR MRS (PPL-5)
REAFELT 2 MA A F5 1AM R
PEIEYE (BAL) ; 270 2 o R MEUEE (BS14) |
ARERPEIRLLT 2 A SR 1 IR R
WEHE (BS14) + 1 D¢ RPEESE (BP1-7) ; /0
2 N EFRAEUESE (BP1-7)
BSCARWY . ANl R AR AR v B R NS0 b
MHETIE, W2,

F1 IEESIERBRER

IR FENE (=
NHEEEE BRI >5% BAL
IR AIRA > Y BUYI % BSI
FETE B AR A PRI B 0 B AR G AR R AR (206 ) 7 B (246 /X HE S L i P BS2
BT Y IE 5 ARE AR A SRR (A Bt 3% ) PM2
I 8 R R 3 v TR R 2 PS4
BMEER AR B Ay e 3 BP4
ZA BN T A PP3
SIS 32 T Sy T ) ELASASE T i JBE AR X SR ] S 28 A8 BP7
AT X3 N T BB AV 2 2 A ) ST N it R e A BP3
P AR T A XS e A ST PN SR/ 47 AT L 2 T SRR S AR T B I B s PM4
RAEAELN G AR BRI |- LT AE BP1
S M A O LSRR (B BT R A T R LA PM5
5 BB 28 2 Y A R A A A ) PS1
T3 P BOE 1 56 A SR DR SE R T e (T L EE RS 5AE (B M + 1 B +2 TR RINES T —
AR5 BAAELEAI B FER)
BHIhEE ORI SBE R ARG 5T Y BS3
WF9E R S48 R BB (R 7= (1 871 PS3
AL TG BN WA S A DG B D) BRI A 578 PM1
FE DG 2 phr i SCSRAE B0 ELITEBE R R M SCORAE AR A L5878 PP2
WA R Z R I IR, W Sk BS4
TERFZEZABE T GER AL B PPI
RS RMOBCERAIE B & 2848 PM6
ELABOBL ¥ B8 E (14 TG ZE sk 1 JBA A P A e A8 PS2
AL 5584 R MBI A DG B0 28 I 2CHES R A R A A A M DG A B 28 A8 IR = HE S BP2
SRR B G BUR AL R B B PM3
B AR EOR IR AR A A S B Y, RUEE S LSRR T SR L A PP5
A AT EEAE AR IR A A A RZ AR 5y R ARG, RUESR S 2 DL SR R T S0 56 5 ST 1A BP6
HoAbaESE e AL [ A ] vh K B AR BP5
BB R BB F R R R R PP4
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®2 BETRERHBEMIERKS AN

ARAER HAETTR

a.PVS] + PS(14)

b PVSI +2 PM(1-6)

¢.PVS1 +2 PP(1-5)

d PVSI +PM(1-6) + PP(1-5)

e2 PS(14)

£.PS(14) +3 PM(1-6)

g PS(14) +2 PM(1-6) + 2 PP(1-5)
h.PS(14) + PM(16) +4 PP(1-5)

How

a.PVSL + PM(1-6)
b.PS(14) + (1 ~2)PM(1-6)
¢ .PS(14) +2 PP(1-5)

d.3 PM(1-6)

e2 PM(1-6) +2 PP(1-5)

£ PM(1-6) +4 PP(1-5)

A RO

a.BAl
b2 BS(14)

BS(14) +BP(17)

2 BP(17)

AN R LR AR — P A
b, B RBURAR A B &

o ™

[

2 EHEFREFMEREAZSIETXN

W1 BJL, B, 12 %, 3 R iR
FEMEAR 28 48 B0 D0 B i, Bk, R AN
N, AT AL, FFEEA S ~ 6 min J5 &R 1 4R
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HI, AR LAEREIR 58 SR W 2 B ML | 4T 4 1T 5%
HIFZERAE, FRee A8 R e G2 i 5 R kAR
1 ~20K, SAHE AR ) R BIR v & A= 5 10 R0 T B A 5 R
HISUIR AR AN o Sk MUAZ R 4R (MRT) & 0L B 2 5
o 24 h MUK B I ( VEEG) 78 Zekk e Ak
PGP R (E 1), TINKEL, PIL LW W
i o CAPRACIE R R, % AR BRI 4 DNA #1742
SN TR AT, ZB LGI FER B — A
AF 5 ¢.606delC(p.203, P >Pfs37), Hl cDNA F55
606 fLHHAE C Bk T BOHL A% Y £ 5T 5 203 i
[ SR T 16 1 B35 37 A W R 1k, T %R
I A, SEUE & A0 2% B SE H JC 2L
AR, FEEZIERIE TG, RATRE T Bk H:
M MAT LOIT &R AE AL A 50 IE, & P
VAR A ULEH R 1 R AR SR TR A AR S
A5, MY ACMG $57, e 8 A
FHRUEHE , B — S i IR 2, AR
TESN i F A #E G ANFFEUEFE ( The Exome Aggregation
Consortium, ExAC) FHI—IK, NFENAER, BT
HREEEURTEIE S (PM2) ;%78 S N BB s, B3
Y B B PR AT &k, R T R B M I A
(PVSL) 5 2EACBE I I )3 £5 408 vh I o A6 i 21 48 5
SIMTRBILI T EAR S, B R BOR UE S (PS2) .
RIE, BRGEYE, B AR S PET. PVS] + PS2 +
PM2, R EBUR" AR RS a, WUE SRR E

C3 = AV e A

G - AV e o T e e

A oA e i P

R T P

[-E I TS O AURUL S ST NSO I DS Sy PR U VPP SO RO UV PG

P - AV e e P e AT

01 - AV e\ PR CICH WO |

R A

02 - AV e e

FT - AV A i o™

B = AV oo s o e [ TN e e e A

T3 = AV et e A e i

TA - AV e

e A PR o

T e

B - R /\-J\Vr g e

T P

SRR i |

P SO T NN | e A e P e e e\

B T

S

e TN e o NP

U SPURS T SHNDNSSE WEIDE g S Car . VD) ORI OEUSNPR RISy, PRI g SRS SN

ANt et o it f i N A p NP

O PN U™ N

- — g S AV —~
ol o T Y e N A W

B T e e I PP A O NP P N

At

1 #4124 h VEEG % EHHEERIEREM
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LGIT BE PR 2 e €0, 4% 5 P 35t 4% 3850 S 00 485
(Autosomal dominant lateral temporal epilepsy, ADLTE)
AIEOR AL, W QiR Bk fE , R TETEE R
WA, THER P, TTRRRRE IS A, angE
KB 75 5 RIAT A A A, K2 A Wrae e Ik sl H:
fERGESEIE . APLSERE IR MRBERER LD B
Je, AR IR FIRA TR BE DI RG I 25 2R, 455 B3 Ik
PRAEAR , X HARE LGIT FETH c. 606delC A= A45 %
7% ADLTE (27,

w2 gL, F, 3 %94 H, 10 4 H AT
IR BUSCR B A ERkgh, BRI, ¥
BRI R A, AR KM TR, FIEAN, Ei%
At R i A8, RINKRL . 24 h VEEG
AN XU R TR AL RS b e T AT L
ZEN ERREGEEPR (K 2), kKE
TR . AR L M HACEERE K 4 DNA #4744 ¥
MY, KRN GRIN2A FEP ) — A4 5 7%
5 c.3074C > A (p. Serl025 = ), Bl. ¢cDNA %
3 07AQIBRALH C 28748 A S BOL I Y & 1 B 7E
551025 o b 22 E R B A 1A A RS, AT
FEEBPESERTEE, Bz ERWER R, A
BRI 2% 5, b o (LI A A2 5%

TR IR E . %8 S A N HEASCHE 3 v i oK DL 4T
B, NFEWAES BT AR EUR TEIE SR (PM2) ;1%
WRNT LR, FEEEA R, A
K %€ A5 %0 3% 2 ( Human Gene Mutation Database,

MBI ER RS WPIB G4 (ER 8 170074 (803

2 f§]224 h VEEG Mg 7T %L .
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HGMD) 1Ay Z2-1~124E F JE R8-S BURU AYHE
PETRTC SR AL LI BUR I I 2 —, (Hi% g
SRR MM T B, SR, REE
P G R BOR IESE (PVST) o AL T WFRY
¢.4161C > A(p. Tyrl387 * ) A8 e — AN WU &K &
3 (A REIR A B B R A T R LA
WL TIZAN R F ERAE R ¢.3074C > A (p. Ser
1025 # ) BARFEIL A A C i, 218 RB X H
RSN, s T P S BUR Y UESE (PM4) ;5 &
ACBERIN R B vh A B2 48 55, 3 bl UL
MR RS ST, B TR EUWUEYE (PS2) . PS2 + PM2 +
PM4 AT REEO A2 S Y ZHE b, 8 S 1 B
E Nl REEUH .

GRIN2A JEHGAR T 18 7 Bk Ko o 448 138 5%
JiE (Epilepsy, focal, with speech disorder and with or
without mental retardation, FESD) B B0 5L A , B2
et WL . W TE L R AR, WIE3 ~6 &
PR O E A I P e, R R IR F R,
S AN I R B 8 T e ARl L 3 i
W, AR R BT R TN, IR RAE B A
NAE A, B I RO B T GRIN2A 2
¢.3074C > AFIEZ G RAZ FESD B2,

W3 EIL, B, 8 %, 4 AR R B
Bk, MEHAT R 38°C, RN 3k 1) 22 Ml Hh  H1
FERE IRBS TR WP AN, BRI IS SR, =S
HRAME 5 K, BERIIEIITE 38.5 ~39°C ity , H54k

7 k i
ﬂ/’\\/ /,{L;/J\\ JAf\MJ\/ ‘wl\ﬂ“’mwu \/’%'\/\/

' l bl
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Bf ) R Bb 2 g, RARIE IR AT, R E IR AT
2, MNEGEL ., BIRYG SMBEAT S T2 44
(CT) 24 h VEEG KK SH , X B ILSHAC R
K2 DNA #E47 4 4h T2l iy . ARG 285 3 R
P AR S . — A& CACNALH &R W) 2658 L
5 ¢.3310C > T(p. R1104W) , Bl cDNA %33 310
ikl C 28748 T FRLRIFEME A1 104
IR RS R AR L T R, Ok A BE3E;
T3—AJE SCN9A BRI A G4 L5+ . 1712C > T
(p- A571V), Bl cDNA 235 1 712 il dEh C R4
H T FEOLEPER R A B 571 7 LAY 2 FEIR i N
RIRE LT MR, kAR,

AR . 2 AR AR N BRI PR v 2 i R
il , AR JE T A EOE RS (PM2) ;
SIFT, MutationTaster TN AF , R Z RE80H
PEUFHE (PP3) . PM2 + PP3 A& TALfa] —Ff 2 &,
i R B L KRB, CACNAIH JERFLEE K
PR B R e 4 T PR AR OG5 SCN9A SE K
SR AT ISR AR IO 7 R A BRI, R
Rk L, HIE P AR S n] 5 3O [R) R 1
PRI, DB T R B R T ) 4 T AR R AP I
i 7 RS PR SRR R R e R S A H ~
4 GBI R, 156 % 7oA B K G ; 1 4 1 B
PERRPERR 7 TR TR I 2RI R R vk
TPV, ASBI B, 2878 5L PR T XTI 1 2 06 %
T 5 LI PRAEIRAE 4040 G, (H st B ORAF , FE I
R KB ASREf R 2T, 44k, TR R RE
Z AR Ee(E S, XU HE S ORI AR 5, TR
St 2 B o AN R BRSSO ARAR AT
T,

3 it

BEERTHE B AR 2B TT e BEPRRS DR 25 b
i AR B A )2 A She b, 5 DRI G 0 235 SR mT LA
T Bl PR B A hy J A O M AR R T T 36, A4
PRI T 25 18 G R TR 3% 0% B3k DL Mgt %
TISEAE  H R RGN 45 e R A2 2, Il IR
B A RN B 28 Ll N B3 3L R D A BEAS 3 d 4%
. 2016 45, Amendola ZEXF Eb T 3 F 9 A-H0 5K
W2 I A e 4 R, BB ACMG 5 B 76 BRIt
ARV Z R, Ay S 56 28 408 1 1% 48 1
HEAT AR S 45 B0 Wy, (H FOOF R AR A RALA
34% , 1M B TS AN — BN I 52 I R 2R 5 1
dEI T 229% 0 X URIT, XSRS AR, ARORAR
oA S YU R E . BT, PRI R EE A
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FAT R B R M BRA X (3 5 R, o R DRI 412
fi RN A O IR T, BRI IE P 28 ] 2
PR AR AT I R IR

S A A I R R B — A 5 UL BB R Y
ST, ANBEAL A % S 5 DL ORT A, R e R
“EORT, M R A AR IR ACE 4% T
R E 45 R AN G S AR FE A AL S AT VA, BT
XOPEURTERRE, — Bk, ARG rHERER 7
A3 D9 B T REBUR AR S (i) 1.2) , IR
R A AT LIRS I 45 2R 45 45 e R A B A 1 2 IX) L g
2, BEATIR SR o R N R A fi
MR BAR PR IS W B ME—IIE s, 75 2 5 5612
P IR SR 4G, R 3R M 1 7 i PR RS
HARESCRMM A 7 (R 3), Bl Z LA
T, NREEES W, 150 AT R AT 24 T R 12
WHAYT SO i, BOCRIIR RS, BAH Hi%
VRN PRUCSRARIR Y . IR, 8 R R BB TR
ARSI ORI, AT RER A AT T4 oA
HOW e R

FIR, 150 A AEA BT, 285 7 Jebrifi
AIL5EE, PR 2 A9 28 57 70 B A2 100%
TEM, KRS A R T BEEOR AR S, URWRIFA
BRI UL, P S EOR N D RE 25, Rl
A REEOR AL S BT O BUR AL 5 5 i — 13 B ORI
(AR, o mT BE R R 128 ) SR, A B AR 2
IR >59% , s DL A W5 2 7E 1A ) Sh 52 56 v i
WIZAE S B O RE AN BT L B AT 2, il 5 SOR
S S BRI O R RE RS 53 BT, X
ARSI, AR L EL,

W RBOR 2 B I PR PR A T % A28 ACMG
B, dEI R E AR TS, AP RAE R, R
B RAERGIESS , o BRI TR AR
R S RIS, N oe 36 R Egubnie, URE
AR RS SR B, i RIS AR HURE R IS A Y
05 B B UL TEINE S R I RS SRR
AR AL

S 3k

1 Sanger ', Nicklen S, Coulson AR. DNA sequencing with chain-
terminating inhibitors. Proc Natl Acad Sci USA, 1977, 74 (12).
5463-5467.

2 Richards S, Aziz N, Bale S, et al. Standards and guidelines for the
interpretation  of  sequence variants: a joint  consensus

recommendation of the American College of Medical Genetics and

Genomics and the Association for Molecular Pathology. Genet Med,

2015, 17(5) : 405424.



- 400 -

R, E2AE, BT, S RIS IR Y FE P AU
i PRI PR i K LGT1 PR 7RG . AR R 2 e ik, 2009, 89
(3): 195-197

Lesca G, Rudolf G, Bruneau N, et al. GRIN2A mutations in
acquired epileptic aphasia and related childhood focal epilepsies and
encephalopathies with speech and language dysfunction. Nat Genet,
2013, 45(9) : 1061-1066

Chen Y, LuJ, Pan H, et al. Association between genetic variation
of CACNATH and childhood absence epilepsy. Ann Neurol, 2003,
54(2).239-243

Heron SE, Phillips HA, Mulley JC, et al. Genetic variation of
CACNAI1H in idiopathic generalized epilepsy. Ann Neurol, 2004,

J Epilepsy, September 2017, Vol. 3 ,No. 5

55(4): 595-596

Yang Y, Wang Y, Li S, et al. Mutations in SCN9A, encoding a
sodium channel alpha subunit, in patients with primary
erythermalgia. ] Med Genet, 2004, 41(3) . 171-174

Singh NA, Pappas C, Dahle EJ, et al. A role of SCN9A in human
epilepsies, as a cause of febrile seizures and as a potential modifier
of Dravet Syndrome. PLoS Genet, 2009, 5(9) . €1000649
Amendola LM, Jarvik GP, Leo MC, et al. Performance of ACMG-
AMP variant-interpretation guidelines among nine laboratories in the
clinical sequencing exploratory research consortium. Am J Hum

Genet, 2016, 99(1) : 247.



P22 2017 4F9 A3 B S )

LR 259 5 & 4 B

BRY RE

L. DU R 2= ARG PR IR 2 e (AR 610041)
2. U K AFARTEEEBE # 2 R (BLET 610041)

(€ ED!

TR A 28 R GE 0 — PR DL, 25 TR R IR R T RE T s . R TR v

K BEWHH KRR EL G2, 250 KM M % SR b 20078 S8 . A B 5E 878 307
SR BT XU Rl A 2 ~ 6 A, IR T HTIGIN 254 ( AEDs ) J2& 5 5CH- 3 XU 36 ) i 57 £
B E . AFEIZRELE) AEDs XFAS[RJAF3% B B AT ) B A A AN ) B9 52 00, IO AR 8 A [] 45 % 28 9 45 i
FIZGH) T ST B A R e A IR AR 2 O R R L, 16 M AR SR A, B b T R R

(X#R] YUY, B, K

WO A2 R GER)— b i DLBON , I8 i AT 4
T, FR R A 29 900 T, Herb i S PR ) AR
HAE0.45% KA 5HNIRIT IR AT (¥ 8 1 7
o BTN, B W RIS R
R MRZYy , 251 0] I P 4 22 4 P R 0 200 25 JE Y
O IR B FARAN DO RO A1, ()t 2248 15
RBERENE B, H AT B S8 O SR AR
I AU S AT 2 ~ 6 £5 12 KU IR FH DU 24
Y1 ( AEDs ) J2& T HUH 3 KRS 58 T i) i 57 16 B
U R BT ] e 8 43 19 2590, AS T 25 1 %
RS A AT ] AR5 M, O 32 A s 00 R O 48 s, A
A 6 B75 B 7 W & B B A 32 OO EL A 2
WA AL, SCERRERT AEDs 54 XU B AH DG 1% 5L
HATERA

1 RITHRF

5 3E AR L 0 A A B T R 5
NBER 2 ~6 4520 A4 XGRS 484 i A JL R ol fig
R TR S0 2 1 A B BT S80R0 B 45 ik 20 32 3 ) 5
L 1B B AL 5 AEDs X B 52 45 0T & 1R
A BN B AR R — o MR, N R SR
NBEMLL, B> (B s TR -1~ -2.5)
() RS 2 1E W AR 1.3 ~3. 8 1% B R (B
s T <-2.5) RS R IEH AREY 1.7 ~3. 8
5, MRS IE R AR 1.7 ~6.1 £514,

R T3S KU | G PR ERHE B2 7R 76 il FH AEDs 1Y

DOI; 10.7507/2096-0247. 20170062
ELWEB.: BRAAHF L4 (81401077)
BIRAEE ., BE, E-mail ; mujie2010@ foxmail. com

P ,50% ¥ LT A R AL A B % (Bone
mineral density, BMD) FA%"" 0 5 2 Lo & 3
THEERIER LAY . AEDs 5 H 8% fd R
KB WM B, van Staa 25 F X UK General
Practice Research Database %) 545 £ 47 9% 451 X HE BF
5T, KR AEDs 6 > K DL b i 28 2 5500 2
AR, H R A i3 i AU 2 % BRZH Y 2. 4 A% [ OR =
2.4, 95% CI(2.3,2.5)] ,JFIEJG[OR=2.1, 95%
CI(2.0,2.2) ]  #nKWRH AEDs 38 NE 3 &
A KUK, Shiek Ahmad 257 B 5% & 31K 301 AR A
AEDs 1) 88 5 4T U 25 38 vy, Herb g A B R
ST YRR B e ) P AF 930 2 IR A o & P 5 | ke
SRR KB o A 114 XUt 25 14

WA, 5 1R A B LA B 2 XU ) 3 A AN A
HAEZY), W8 E R T AR T iE Rz 3
IR AR R PR PR3 A T LR O
AT PRI, S T sk S g ey, A3 W5 31
X XU G (15 %68 Sy [6] B BUA= | 16 5% Ay S5 B XUAE ) LA
e Paxt [ LA A it RS 42, & B I IR FH AEDs
A LA EUR A 0 S, B DL S R, 5
BT RE R B,

2 BB SEE TR A RS

KIEH AEDs S EURR B B I XS 34 iy
JEUPE A AT BE P A - RE ) BT BRI BMD YRR

5, AL AEDs RIS Z T I AT, Rl A
WrRE IR B 5 R AL AR, M A AR Bk ], 51k
HP . INZETRIBETE D AT E R E i
FEAEI A AEAE DG AR Bk 2], BV 5 | B2 A4 B A
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PERRAE] TR0 & AR A B e = W S50 Pk AT ey
R ETE AT T b AR PR BT 0T 5 - B K | B
ERH AR AL, WA SRENAZER
TETEAP 28 R GUPI A B | LU G 2 S e ogs 1) 4 B
FER AR AL IR B SERE B BUR B, (2
L BIAFEAR OISl BUA B 48 19 AEDs
RIVERI B A L0 R o B 4 R WA E 2
PIAHSCE B B AR, 5 UL IV %) 24 4 40 35 0 3
BRI 77 (R 22 95 S V6 | B8R 7 - 55 ) R i
VERISR B R — R s 28250 (R L % A &% &
&) o

Ji—J7 1, AEDs Xf & 8 A HEEH., B
R BRI ZFh AEDs 58 QHHAHIC, X L8 AEDs £
K IF 2T PASO 75 T35, A Z 0 R e MR
AR V67, 2 800 5 B2 R A 24 s S 0 S 4
A2 D-HURSE IR R AL TR bR A O, B if 2%
YA 22 D R BEREARA BMD FEA% ., FTRENLEIEZ5Y
Wi T CYP450 B9 PE, Sk g4eA- 2 D 2%,
flif3 4L D FER N A TEPERRAR D 55 R H RS
FR 2R A3 IS T TR) Ak FR bR 55 B 25 348 n o il A5 R 5 2
AT IR It B AR A 2R RS 1S L IR 95 R
R0 AR (& TSR < kmmg” 1
RESIRT A FE P AT LR T R 55 R 2R A4
MSseE s, Frf B AEDs R E 74
St S E BRI S BN TR B2 CYP450
TR, A SCHEk TS T NG R BN AS (AT L
CYP450 , 38 1T DA i 155 e B2 Al 4k 25 25 D 4R
WK XA T 8 HALHL S AT e & %
faRRE (R RN,

3 Bz T EREE R

3.1 HiFSHAEY

H Al R BTz F B9 AEDs 1R £ #5 J2 Bf i 5771,
BN Z el R Z RBP4 X R 2Rt
TE A i BB ST AR 22, 38 S i RE X R
W RSP 6 A H UL ry L, How % 5 B
BACFX L A —IaFsE ) X =22
Hoh—Fh s 253897 30 BlRI2IIN B & . JR)T 3.6
A LUG & B0 NS | i @7k F R A B B AR
BB R S P R il LA B WK 55 B 0 P T s
25-(OH) D3 5K B85 R WA e T 1%, $2m
AREH L T W R A AR SR R T ARSI
T XY TS CYP450 A 3G M LLAN , i
SR 0] Rl A — e F A A VR AL, R
BB I SCHE R AL ) LA A AT LA S AL A X 4
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AR AL , E Bl S 56 v f FH 2R 22 Sl 0 /)N BR A 2 R
R R R RIS A S & B EE Y
HZHEEN(0. 1 ~ Tmg/L) FEBEREIN T 15 40 L 114 33
FEAE ST, B SR B > 3mg/LINE, I 28 B g 300 0 VE
T PGP D0 2 B0 108 X 1 4 A o i g 41 A
TEHRPE R 10 mg/L BYIE G0 T B 20 B A 06 1 T %
T 529" RFEIRA R V6 6 4~ A L B E L
AT E B I 2, & B0 T 2 AR T A IR 25 Y
JER 2 AT X A ZE AR LTS (AR TR 5 I & X UL
IR 2T I 0B 285 B A AR DG AR A AT A I LA JFR
HABGUR T, WA & B, X 109 FilH
WA AEDs A9 8 25 2E 47 100380 RH G R I DL K X 20
Bl £ A T TG A, R BRAE SRR R D KA IE H
BIEOLT , L85 ACEATY A KR BE T R, ik — 45 R 42
/R AEDs iR 0452 i T RS 22 7 gt
3.2 FEEBIESFIHEY

BR T Z AR AT T CYP450 25950, I IR
e WA R AEDs 04 T TR EN P =
FOOLEg 2 S H0VEE 0 BT T AR 250 S AR S R
M, BRI TCES e e B A SR S H AT 5 1R AR
SH A TS LI B AT B S AR e A
Koo REBLAERIR B 45 T NIRRT 23R 9T,
6 ™A 5 R ILEE M5 KF B I m @K RS
YRR Gt E 2 5 BRI IR 52 I o
JUREY TSN TR I DY R AN S 2 AT
EYIANIE], A 2R PASO AR 7R LR S
Bt R A TN R, A S5 e s TR NG R T e 2 X
B HE AN R R ) M X S R
AT 1 ~5 R EJLE % 5 I AR AR )L
X, KB R Z (P IRA Gt 2 5 s
SRV REA SR TR 5 A — T iR
FHFCILES 1 4F LA L B8 (o kB0, 6 LT A5 vk
FEBH S R TR 5 AR R K AR IE N IR
FH R E P9 58 P S TR 114 55 5 R, (R R I FE 1k g
P14 R VIR e R A 1 o IR Y X
SIS PR | FE N R 1 A i IR T 6 00 590, AT R
SIRGMAAG B AR o — S A R 2 2
PP BMD sE A5 , BAR I A R B T
PG IS i A A IR 3 . AT BT 58 3R R A2
ZHIVGHXT BMD A sgma A A s sy, Hf—A4
WFI RS SR, — A2 MUBE A 5T, REAS BN, G
TR, 55 —I0 Pack MR AHE , 7E 1 AERGRETT
fa] 2 7, 22 &0 B0 P8 3 B 253/ 97 1 4R X BMD G
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J, ELHE T M VR B M 4% (Dorsal attention network ,
DAN) | #4017 #2 ifill I 2% ( Executive control network ,
ECN) BRIAE L M 4% ( Default-mode network, DMN)
AR 5 3 W 4% (Anterior salience network, ASN) |
Y& ISR AR SC ) MR 55 2038, 78X S8 IE %
FRAH AN 400 1 ) 68 D99 2635 H B A [) 26 14 7
3, PR —MaIRIE R AT, e, IR
XTI, DAN P45 5 DMN [ 4% 5 S0 RE B AR
HITFRRER, IS R T B AN
IR RS RIS 20

TE LG ZEA R, TEH 48 PR AL 9 45 ] A E
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HEATTCAT 55 1Y IMRL, 20 00 57 B 53 43 # 4) O
( Group level independent components analysis, ICA)
FEMFATAI DGR, I H o6 XF RT3 R 45
LA Z (RIS 1a] AR R . 3 oh, X
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