WERER

XEMFREER - B¥EREES - BEEFHRESR - ENTREEY 5 TRKER

n||||

BuX¥EEA
= 5 E MR TR AR ERMFIFR RS
& :f .Il: [%*‘I'k . %ﬁ?ﬁ?&ﬁ% ¢ . Japan Agency for Medical Research and Development
AMED
B kR F =

) TLE -2 - AR 1 A 26 8 (&)

Bl a1 vs—xy b SRR 2 B LU

- iR BAKM 182608 (&) $H7

Wpk 304F 1 A 25 H
ESLRFEN R ER K

INNT R EFIE NRRIE T N R

[EI ST A ZE BR S VAN B AR [ S 28 B T8 A A

IMNEHDOEEMTANA (VIR MEERE) OREFEBREFORE
~BE LGN LERERREN v U T IR TR~

< B2 >

R ER K FZEALF O FEE R H% . BT KPR P OMARERERR ., ERER KT
PR AR O R RO B2, B RS, W BOREER, By ﬂ%@w%tﬁ
HeHEZ O O IFEFIE 7 N — 71, NEREREICRIE T 2 i CANADO BT B (B
N SRR @rm#%ﬁﬁéLm%)mww%%%biLto:@Lm%ﬂﬁéfé&/
PRI NERIZBE L, BRGIEICEEZ Toll 2 BIEX X7 B EOE L WY &5
EHBERNDOSAAICEGT D ENMBNTWET, AIFE TR, BECTROLNHETR
T DI BTN Cnpy3 /v 77 7 T ATEEINTEBY, Z2O~TAET /LE AN
WZRIZ X0 SRR ZRIGRIEDOBRE~DFEENE SN £ T,

INSDOREE, T AV D NHBRFEETH D [ The American Journal of Human Genetics |
2. BEARE#1H 26 H (&) FRi2RICARShET,

<E}I; dhE

TADAUEER, AOD 1%iE< WA EHEESNTHET, /NEBIZHIE L7 TANAD
70~80% I ITEIEIZ L D FAIED BN AHEE SN TWET N, i CTANAIKICI S a L e
—USEE L (BEEME) EFIOZ L FELET, IBEHR CH S V=X MNEMEREX, /MNED
HAEMETAMNATRLBEENS S, ERNITIZD < D 4,000 A0S EHERIS LTV ES
(http://www.nanbyou.or.jip/entry/4414) . Z OIFRK[DEENT, TTTAMDAMEA R LI E] & T
TATVAIT | EMHEIND BEME AN Z— N0 £9, 2. —HORERTIL. EiaT
HENFERE 2> TRIETDHZ ENMONTEY ., ZOEMEELE T, ITEORMAR T —
J T AW OFRBIZ L > TREBIZHS MR 2oH ) £,

<BARORE>

W7 n—1%, it —r oo —2 Wy V—MfffT L > T, U= & MEE
BED2F R 3ALDHEE T, CNPY3 BB T OLHMEER (WEN5 15T 2507 ﬂ<L@%®ﬁ
FIZERBZHD) ZRELE Lz, 3 4DRBE LG, WE & METI D AL R g 55
ODoNELLE (BEBRA), /2. 24DEFTIE, VA MEBEREEZ Méhtuﬁmm&

FOIVARIEICBE T 3 B0 E W ERPBEINE L (BERB),



http://www.nanbyou.or.jp/entry/4414

D Cnpy3 &t/ v 7T 7 b Lz~ U AT SERINARBSCEGROIE FIonz <,
AERBE D TTHE . REDIK FROEBIEREREE & W\ o 7= BE T AABIE v, E% 4 BULINICHE
CLEL, o, MEEZRIE L E A, B & RERICBRE D @\ 3 A O K38
BInNFELLE BEXC), ZNHOFTRMNL, @ (v b 10Hz, ¥ A 25—30Hz) DK
23 CNPY3 B OREEEZEZONE LTz, 2 E TOHI T, CNPY3 (PRAT4A & HIEEH
) XD Toll BEZ BARDISEICEEG T2 Z E RSN E 7> T ET, ABFFET. CNPY3
(PRAT4A) 1E Toll BRZFEZI LT EISEDOHRI LT, B N~ T ADOMMEREIC b EE
ThdZENRHALNERDE LT,

<SEROEE>

AL, NEOEHEE CAMPADBEELEFEZH LN LIEET TR, 2D v I 7T
U RS UARZDOFRKOBRVEET L ER AL AR LE L, TOYTRAET L ETIC
WF9e4 2 2 & TIRREMEIICE R L. ZHRARIBRIER B ~O TGN RSN E T,

C
0.04-
I — ¥ N s
- — . RXIR
000- PO CORSL 5
L2

i

Normalized
Power Density
=] =]
o o
— N
L L

8
L

§- 0 5§ Bl = % o8 0.5
0 10 20 30 40 50 mv
Frequency (Hz)

1sec
ZEM - KA BEO MRIER, EORER T (AFIIMNE) Z2RKEITrT, MB: &
FH ORI, 9-Hz O 5 BERO b d, K C: EFEBEINCrpy3 / 7T T P~ T AD
AT R, /XU — AT N T AFEHTIZ L > T, 20-35Hz D3R JE R EREIR OB K A8 B
By INT—AXY T A T — 2 PICE SN DKMy OIE 58 E % 7F 7R L
=bD,

< FERMEE>

The American Journal of Human Genetics



<HWXIXA2A FIL>

Biallelic Variants in CNPY3, Encoding an Endoplasmic Reticulum Chaperone, Cause Early-Onset
Epileptic Encephalopathy
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