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1) BFFEHB

1. PEIRWrgess—ib

MESDME

BWRMFEE T, MiPA T2 —, IFANF—, ik ESETEBOWRA - WHEOM
WE—HBRWEHRIEOHEZHBRL ZMEZIT>o TWD. RITEEBEEMHEEIZZEOR EITHA
FIREENZNEN O, KR E LU TRENAARHOB DB LWV, K413, & FEFBE, B,
BMET IV MAERLEZSOZEE) 2R EL, 55 FEE% B MR W R
RPE - R EDIRANWTFIEZRE L TINF A I v I ACKDEETHMNS RBIMIZES
WHRENRIRERITT 5L EHIC, SN ERSEWBICHEDIVWTHARBEIEZERL, 51
ZTOMRERHNTSHIET, BRLEHEZHBEIT O DOTHS.

HRBEIETHPERTH O, EMERDPRN. ZOEKSBRHEZHEAT, PRI
MAT, BWZBE-HBLATPY —JE- - FMEXERLDBRLAOBRBERMEGEEZEZ TN 5.
MGC 7 J LRI & HFT, &t (ABEEB KT —#ils) o EFEEBICH T TH
WELZ W - BInFNZHZRIETZIET, HREBHEKZRIXEISZLZHAELTY
5. ZHRroOBKZ BBEOREZAT (HLAITRY—] EUTREL, #F - %
BHRCHEHLTEY, COMRBFROREOERLIFEEZHBL TWS. FIXTY I 7
EHLETHIMBBEREREE LEMS OBEFERMZZITANTHERL, FFRAITYZE
TORLMRA Y N— LR LML TOMEEFAKER LICHFLFTHILZHEL TV,

MFRICIZEE 1 4, BER2A0EIMAENBO, #lkL2ENSRDD, >—LLV AR
HEFALORREZRMIZITI LD ITEDTNS. /= MGC B X Uikt & ARMICHEEZTTS
KIZHTNS.

2) WHFEH DR
G &) =
(= £ WO b ME

B £ F % B AR, A, KK &, MEREEE,
Luh Ari Indrawati (8/1 ~),
MOk, B K AT

& B WF % B) EHEE, KB B, BILAE, HAREY], SBIEL,
ez, iy, R M, EEEE, N ET3A

i B BF K% B)  JkLEEE, 55#RE, Jantima Tanboon

(FIr & 7eaiBi ) IEEEE, % #ir

Rt &EBoF)  SHHE

GhkwtsesiBh B) /Il &, AldEr, PRA0R

(W 7% ) RAGREBLY, SHAE T, ZEKR, MR, RBWRZ,
RG], (B, AR R, (RESRM 9/10 ~),
Luh Ari Indrawati (~ 7/31), Theerawat Kumutpongpanich,
Yen-Lin Chen (8/1 ~ 1/31), Hsin-I Chang (11/1 ~ 1/31),
Phumin Wongsuwan (2/1 ~ 2/29), Le Tri Si (2/2 ~ 2/15),
Phan Dang Anh Thu (2/2 ~ 2/15),
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Phan Hoang Phuong Khanh (2/2 ~ 2/15),
Dang Hoang Minh (2/2 ~ 2/15)

HEZTHRUHAEEN

(a) COX6A2 ZRICKXAWMAEBRI PO RYTYIFANF—ZHHA L% (Inoue M et al. Ann
Neurol, 86: 193-202, 2019). fiWEZHICI FaAY FUTZOF Moo —A

c LR (COX) MMEZRET2IEH 2 HICBNWT, 2LV Y —LENICEK > T COX6A2 iE
5T (COX6A2) TEREZRE L. TIV—RA T+ TEKIKE), MENOEETHEARBICK-
T, COXIGHDIEK FAIPEEMREAHRIVOT Y TY —MHELERY N EORREN
CEBBDTHBHILEWMEMNICTLE. IHIT, COX6A2 /w7 TR IAFKRMICIBNVWT
HEHEMBROMREZMAL 7=, COX6A2 NI, OHRFRIICHEBTLZEOMRL .
INFETIZXSHAIS N COX RIEIX, 2HFOEBOIEBENREINS. SN, F&W, O
R RN ZRIEIR 2 R T Hi 7278 COX RIED R KB TZH S ML .

(b) ADSSL1 BB TERIFINF—IZONVT, RIVFFI v T ATk 0 EMR S TiREREE R
BHU 7= (Saito et al. Neurology, in press). BIEFNKBZWIEBEHETOEI Y —LBHIICXD
HA N ADSSL1 I TERIFANF— 63 WZFEL . 2FAICHEL T, &RETEOME
KT, weFRE, RRMEmRSRE, ERROTEZ, B CHiifMENICRY > Me S
Wit DERZERD=. BEEBRHEZRANERIVFE I v 7 AN E{To TV, ISIERTY
AZHWT, B OEKBEL AR RSB E TR0 7Bz 2T 250, WBENTZIED TN S.
(c) NRWRE A7 Y X 4 )N F — (OPDM) D FiBIENEL ¥ Tdh 5 LRP12 ZJ R U /= (Ishiura
et al. Nat Genet, 51: 1222-1232, 2019) CER K%Y - fiflitf 1+ & O ILFBFFE). OPDM HED
BT )N =L URIZEST, LRP12 ® 5" JEREREEIKIC CGG repeat BL A D R H MR
952 E2RALAE. I HICHIKEZZWHKEFZIIC OPDM A %EbN = 107 FEHITH L T,
Repeat primed PCR Z W T, LRP12 O CGG repeat O M EZ ML 7=, HmWBLFMIC
rimmed vacuoles 27/~ OPDM M 38.2%, HiEBMNEZEINTWRWERZHHO 16.7% T,
LRP12 @ CGG repeat DEREMEZRD . EAEFKIZ, GIPCLEE T 5 JERREED CGG
JE—MPRIZX>THOPDMZRT Z L ZJEH L 7 (Deng et al. ATHG, in press) (JLE{K%%-
Jianwen Deng {1 & O HFBFZE). HHK E 2 3% %I OPDM Agtbh = EAZK R 17
KR, HAAN 194 KRIZBWT, repeat primed PCR, fragment i 2TV ZENTN 8 K&,
7 HRIZBWNWT GIPC1 @ CGG repeat BLA D ERFEMEZRBD .

(d) B MRI TZERIFEZ 2T 55K EBICHBNWT, IBA57, NDUFAF3 [CHEIATERZFEL,
Hil-/n B2 217 U 7= (Ishiyvama et al. Neurology Genet, 3: €184, 2017; Ishiyama et
al. Clin Genet, 95: 1103-1106, 2018). KMHBEICHHEZES HEEETRZ 5T % 2
K% 3P TIBAST ER%E, £/~ 1 TNDUFAF3ZERZEELEZ. WIFhbdbI O RU7Y
BREREZRITERT, &< Yy FUTZIEKFHE S subunit @ assembling IZBH O,
IBA57 TIIIMPME &K I OfK T2, NDUFAF3 TRIFESHEAKIOE FZ2RL TWE. C
NETHEAWTH > 2R EZ S AEEEREOEKNZ W 2 & & & ICHRERE Z2 W
Pil, WBZRWILZZ LT, PRNRBERMERD -BZRTIENTE .



2)

3)

MRICBET B W5E

LAY BY—NOBRIEFREZEHL, RICBEHCHRICERH L ZMRZED TN S.
B 5& 5 0 5 TIXHARMENIC IR A ¥ —TJ 20 FIRAS T THS MxADRRBL TNWEHZ L%
BISMCL, TNABMICHEHTHDZEZRLTERE. ZNIEDE, BRMIZUIXUITERE
Ui 96 L2 Wi X N D HL B RIE B IE N B &I & Tld72 W 2 & (Inoue et al. Neuropathol Appl
Neurobiol, 45: 523-524, 2019), KEEIEIRNZNEENi & dermatomyositis sine dermatitis
MHEMCHIEL, i NXP-2 HilABEHEFIAEEIK DL NI & (Inoue et al. JAMA Neurol, Epub
ahead of print), $Hi Mi-2 HUEEEYED B2 G R ORI, R R OB - FAERMEZ %2 <,
perimysium OZ{LN§HEN Z & (Tanboon et al. Neurology, in revision) ZBIS5MIZL TW5 .
FEINSOMAEREZEEAT, HRONMEBICEEBHMENEDDDDOHHZ LWL~
(Curr Opin Neurol, 32: 704-714, 2019).

Z OO - B E NS E U S

BREIANF—, WHEBHEEIANF—, BXEHB A bOT 10—, a5-F U REICLD
A RO T ¢ —, RMEIANF—, Bz SELEOMERE - TREBZHREL T, BReMmE
MO - WA ZED, BEREOMIEZHETEEBIC, BN O & O LFRZ
IRIA < HEDTNS.

M. #EEH

1)

2)

3)

fEe B2 Witk B

PRMFFEE T, MGCH ) ABHBRTZE O E LT, RICHHEZHR S &M
HRIBOBELETZHZY0 & T 50 - HIRBOZEZHYT —EXAZ{7D 2 &ICKkD, MiRBER
EHRAZELTVS. BiRBEZHEEIT, E4BML TH, 2017 LRI 1000 Bifk &
EEl> T3 (2017 4E 1039 #ifE, 2018 4E 1093 Bifk, 2019 4F 1143 BB [ JELE D). ZDHEE
2020 4E 3 A RBIE ORBRABII B 20425, K% 2038 &72 0, BFEE & IR R KB
DHLHRY FY— &> TS, BEFNZHERIT EREOBAEE TERA Y-V TN
FIVIZ & BB NERIK 500 BRIETH U, HIZZNPIMCD BB FIZDOWTIIY U —ik
TORMZEZRITL TS, ZOLS5BRY—EZAZ@EUTEDSNEBREITX, ERHLAD MY —
ELUTRUIZHRBELTNVS. BHOHHZELICXOMEBEHZRD SNEBREICOVWTIE, 20
—#Z, —HBHRWIKREEORMIEZ HIRL 28 - iR BOMRICTHN TN S.

HMBE G

Wbt EDOWMNICKY, MERIC 1 EAMCESHREEIF—% 2 BIBHfEL, BHFARNEE -
INBHRBIENOABEHZ2ToTWVWS (WHIXHAMRERIRER). £, 7V7&2BLE
T EIEDNS O EEDZIT AN SRMNIZITY, M%HE T O MR - iR EE2TR O
ERBRAAMDERICRIILTVS. £ 201946 H 27 H~ 29 HIZIE, WEEICHIEHE Y1 -
NYAZDIE R KREIYUS— RFBZICBWTNCNP « U 55— MBI K 556 2 ME
BRI S —ZBfEL 2. ¥ A ENB LK CEBEEENS 36 RSN, KEHFTH - 7.

FE N
HAMEAZONER - HEMEERGZAR - ®EERSER, HAMmFARESE, fitR
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i %% & (World Muscle Society) @ Executive Board, Asian-Oceanian Myology Center
(AOMC) O Vice President Z # ¥ % & & H 1T, American Academy of Neurology B & U
American Neurological Association @ Corresponding Fellow D% { MIVEHT 5 (FEIF).
ELBIT, BAEFHBHE R - R B AR HPAM0T ¢ —HIRIICBE TR -
SEMRFEZHYL TVWS (WY, O, ). £&, I—oy Nt % — (European
Neuromuscular Centre), HIAEBRS DRI LAFICBNWT, HaMHzEEZL Tn5.

4) [EBETE N

MR BEMHK DD N O RS HERREE &E ABWERCEMRE R EOZERHE)
Ziffo TS, BEZRKLTVWEF A1 - JERVREIY S—MliB X O T 58— b alligss
MEFEZHDEL T, MRBOHEMKZHIZ B . 2 U F— bhibe & 3R THER UG
WU i - BEARE - RIBERICBET2MRAET AN 94 HENS DT VA2 HD
BITE-OTNS.

5) HRB X TBENFIED

EA I ANF —BEROFINBER ZHED TN S.

6) ZDfh

[E B % st Neuromuscular Disorders (P§%), Neurology and Clinical Neuroscience (P4%f)
@ Associate Editor, Journal of the Neurological Sciences (V§¥}), Therapeutic Advances
in Neurological Disorders (P4¥f), Skeletal Muscle (P§¥f), Expert Reviews in Molecular
Medicine (P§%), Experimental and Therapeutic Medicine (BfI1) 7% E @ Editorial Board
ZH0, UENTOREIIHELTVWS. £k, < OEERAMNGED S BREm X Oz KBS
NTVW3. 5, ENOARSTRE - BE - TS5V - A AT TINEFEOHENENS, 2R
DTS FBHERBWINTVS. BT, HNNAOFEBE (UEKYE, IERVR¥EIYT—
bkt (& 1), mHEEERRE (), JLstR¥ (PED) LIEHEEEM (BHERY, HEKE,
BIREE) Z2#580, MEEBEFZOBBILERIIHFLGL TNWD.

EE S
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