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MERRF (myoclonic epilepsy associated with

ragged —red fibers)

Key words : {74 I 4 70— 2 A TAM A, MERRE,

y ) B

&b
&l

&

1. *&1‘ °

1980 4F (2, Fukuhara 5434 7 U — X A,
JERE NBETR S X ORI R IR E L, B
KA AT B & L T ragged-red fiber (RRF) %
£ 9 %iEH] 2 myoclonic epilepsy associated with
ragged-red fibers(MERRF) & L CT#&E L7722
EMRATHAHY. RRFiZ, I MY FYTH
BT ABRHGI o v R 7TORERE 2R
THBE(LO—D>TH Y, EBIZIFI b F
N7 RERZE)IFT IO —XATAPAE D
DPFORBETH 5. 1990 4E 12 Shoffner 5,
Yoneda 5%, MERRFEFHFEDI a2 N7
DNA®Y ¥ v izn# RNA P —E 3Ll % 38 17
LizZ enb, EREMEE LTHIILEY. F
72, IRZEHEIR 2 5 & 3 %5 MELAS & &Pk
5 (MERRF/MELAS overlap syndrome) *' < Jl§
AN RE D& PR FI° (B2 Ekbom SEfERE & s
%)% EOBBERBLSH 5.

2. o b
L.
3. &

SFBEFEWAHET Iha> YT

DNA DY) ¥ ¥z RNA N D 8344 225 (A—~G) ™,

8356 ZEH (T—C)", 8363 ZHE (G—A) Y X
NTWB(XL). WEEWESW CTHEE L 72
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7’ —

¥ 2R RNA,

A
C—G) «+— 8363 G—A
A—T
C—G
T—A
G—C 8356 T—~C
T—A //' .
A—T 2 ¢
v @reret
A | A
CA?$f? AAGAG  C
TTAGC, Tr, @°¢
T AAG
A—T
A—T 8344 A—G
C—G
c A
T A
TTT
®1 MERRFOBE(I b FUTUT S
#57% RNA)

MERRF #ii: 17> 80 % = 8344 ZEH AR Z 5.
INSOERE mDNA, EHEIE & HITHFE
FTHENTOTIAI—THhbH T IhHE
EmtDNARBRBET L. L6 TXTOE
B T VB RNANICHEET A 0D,
) T v EfE RNA O FERE B H & MERRF @ik
B EOMAATRIEENT WS, MERRF B
DEARMNE % V7298 T, 834 B8NV D S
ETFRAYE T TRl L 72 b (premature termina-
tion) R T ¥ F I KDy o+ T IO E ORI
WY EHENE VR EOHRIGRI S L

Yu-—ichi Goto: Medical Genome Center/National Institute of Neuroscience, National Center of Neurology and Psy-
chiatry EISZEH - WEEBEMIZEE V4 — X T4 DN - 7 Wb vy — AR SERT
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¥ 1 MERRF 26 BIDERK

‘Fibkﬂ)i & 1.5}
I’J\ : 1%
I/ E—-XA 100
AN S 80
ek 72

IR - FRAE 64

R 32
BUAE 22 24
AT 16

_CS_S d/t»’(l/\ %)9.10)'
&M?WKH & AEDOBHEHEHTT b
7 a— L %’»f:”“f(cytochrome c oxidase:

COX) @%‘E}'I‘J:MT#“”&’) SNa. ) U ViE
B RNADEEHD COXTHEERTZIIERI 70
A COXMEMETAZE I 4 7 a— X AR/
ez s ZEITOPEMIH SN TV

4. I® &

E 5490 26 AN O ISREERG I 242 % & IEANE <,

0-5i& 2515%. 6-9ik #%35%. 10-195% #°

31%. 20-29 A58 %, 30-39iEAT8 %, 40
J/j‘_tjbi‘ 4% & o T Zc;) 3:72114111 "JjI:U( i %

WCE LD % T 10AIR CTHEATE X 4

JU—=XATCTANADERGE L 5. TORE,
35%%1H%k4ﬁa&i&kvmwmﬁﬁﬁm
WL

%ﬁwm,@M@@&bH@MWmﬁﬁﬁ@
ETELTHESN, BAIEMHEToOmEE
MR ET 25 & 2027 5.

ﬂ@f/f‘( SVl 8344 R % L O MERRF %

ZHENHNE % £E 5 JEBI A3 s S 4, TRIGIEA O~
TU77X\“@RW# TR =AY
WELHL L HLRLIEEVI X OHIFE

X 73

No. 33

bﬂ@ SEICSUERNPEHEHE Do TEZ

RIBETAFTRE LTHEBSNG. £/, M
<F FAYIRFEE R P OEFFIHRE I L TW
57 FhREVIHIBELS, LHEOEHOR
LIZEETH 5.

REET > F—=Y 2%k !Ill‘%{?i - B 0L
- U e rBEO LA BIEeCEO5
5. BEE CT = MRI Tig, ﬁ: RoEFTELD
VN X USRI E DO FENE A S, BRIERT R
W, M OFIE L, Bk - BiRERE R ED
VRN, el LR I F 70— X A TAD»A
rﬁwfﬁb%h%ﬁﬁﬁif

MERRF E#H D EHEHIZH, MELAS & FH#
ZRRF & strongly SDH —reactive blood vessel
(SSV) BFHET A7, MELAS L 8720, £h b
D RRF % SSV O COXEHEAMET L T 5 D7t
B THHY

5. 2R
ZWhg, FEREIRE I bz

¥R T RE O

RICL D, BRHBOEEENI bary FYTHE
HCd B RRF DFAEDVEIE ThH 575% EILERY

Z COXTRHRT, oF#EEFmzI bary b
V)7 DNA®DY ¥ ‘/ﬁ;‘?’ RNA 171@7}7‘5?:0)?3’575'?_
Y ZENTENE, BWIMET S &2
WHEHEIT I F 7 O — X A TADPADEE Tf%'@'q»
RTEBHETDH Y, FCEEMEE A R %
WV A RZEHEE (dental-rubral —pallidoluisian at-
rophy: DRPLA) 7S F DR TH 5.

aE TR

BB R HRIE D 2 £, RN 5 A PuERE
Al EOWERES RO TH S, A VF -1
RSO HT, I %4 4Q%RESY I VB
L EPHASNTVED, ZORRIZHSHHT
&7,
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I AT RNUTROBRINRBERICL 258

IBMEEITIES R B IR E AE (R 5,

Kearns —Sayre fiE &5

Chronic progressive external ophthalmoplegia, Kearns—Sayre % BE B —

syndrome

Keywords : 3 22> N 7 DNA, Bi—xZ: £ExRY:

1. ¥ls - ©

2. %

VAT PRSI BRLIEBETE (CPEO) 12, IR
M 2 & MRBRAEEE) 0> 4277 1 P 0 ST PR - RS
TEBETHI P N THOBHETH 5.
P2V RY TRHOEIZESEROLI TS
B, AGEGEREIZ BT H IRBRGET) IR L 72
IREREEPEAIR /ST T2 . Bl OREIRE &0F
TEIEDE . Lo T, BN 2 IRk
We A THRIEREREE B 728 21218, 13O

GHERDAMZFEL (D 2 EDIFETH 5.

FERDHAEDLEIIHA TH LA, [REkE
Bk, M B E, s E
L OWAEE A — X - kA VRERER
(Kearns —Sayre JEfEHRE : KSS) & METE Y
B AT YRS MIR A FRBLRE B RE O TRETL & % 2 5
NTwa, FLRWNZ, PR3FERM: A (R L
BRWAE), BEDYV A4 TISHEY A Pearson
FEBERELL, 1REEE D & MCER A3 5 2 &
W% L, FDH Kearns—Sayre JEGERE % 385E§
HIEMMoN TS, BikdsL912, 22
DIEFEIFEDOREADS I b FY 7 DNA DK
ThHDHIENE L, IEIEIRAERE & HIcE
LB EITEBLIEESNTNDEL, 20K
FOFENIAH TS 5.

%72, MELAS ®° MERRF 7 & D T2 IR ER
HEHEEZEIFTLIEEILHY. 200%
B it b DRI S B 5.

IR CPEO & 7039 5 & G861 & IR
Wi ehb ZMEETHY, HWEE L
TIEIPay FY 7DNADH—RENFELS
V. FKIEYE CPEO IZFR AN 2 AL E@ CPEO
BEVNEETHHEZVIN, FOREIEI b
2 )7 DNADHE—RILDIZZERIER
HERZ L OHBENL V. ZERRIOEEIL
I3y FY 7 DNAOBHERLHEFICHDLLE
DNA F DR FERIZL B L. SEROYE
D% AR EETH 5.

1) SFICRUF7DNAZE

a. BH—XX

CPEO, KSSHEETRLZ (EDIHMHETH
%. 500 Bl > CPEO BEBEHM 2 MEL T
/24 DF— % Tld, CPEO ®#760%, KSS
D390 % T, H—REZRDD. REDOHH
X, I b FYT7TDNAEMKE 258 L7z
long PCRIEL HHF VETITHI A, FOMWKET
WS A AT R A7z b ol — &k E
L TwA ().

Rk, 1EoOMIEo PRI EE-5%T
BEAETHI b3 FY 7 DNAOHIZEAET
EREMDRIET HIREER 5. TORET S
REEZATFTT I AI— LT B2 4 DM
JBTATO T I A —DEFEEW(BRRK) TR
STWAEEZ LNT WS, BHEEKZ0-100 %

Yu—ichi Goto: Medical Genome Center/National Institute of Neuroscience, National Center of Neurology and Psy-
chiatry EIFGH - AUREERIIZE L > 7 — AF 4 h - 50 Ak v v — ST FET
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RS v N
o7 o
VA SAIVAN
2R SR

long PCR #: VRIS

K1 3

FTOMEELA2TRENSHD, HEH—EDMH
(BfE) 127 B L HINEREEASIHAEIC 72 5 2 & AL
BHENnTwaY, REFEWIKE VIT EEE
AR WEIICH 5. L L, REOKRES
R R AAHIN & IRERAEIR & DBfRIZ, ZEREOR
HAMBPFEFIZED X HITHMH LT B0
HIETIZRWVWDT, FHRETFETELIZILEONR
RERIT .

b. $EX%
REVEHPHEAAT A%, LEREER
LTwa (1), it 1oz
DREPFELTVWBEDTIER L, FhEnE
B REEVED 2723 3 FYT7DNA%
LOMBAREL TWA EHEESINL TS,
ZBERIEFIZIZI Pa > P 7DNARZIR
B)EREITERLLTI P Y FY 7DNAD
B HER I D 5B DNA LO#ETER
O ENRDHY, ToRERI IR T
DNA & #% DNA L OEET OB IR P T
THEZEIICRD. 2, BDNA RIS %
BENPFEETELZVEELDY, TOERE L
THRIERHZLICLI>TI Fary My 7R3 ba
Y F1) 7 DNADBZRKWICEEZ ST 20 &
EZzoN TS, HBEEIA a7 1 —, #
ANEF S, R EDBERLEHEHE TEHK
ICEERREZFECTEALIEDNDH 5.
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long PCR #:

F3> FU7 DNADREDKH

CPEO BETHE SN TV B HER T30
W Bh5, FOIEEASIZIERRNA L0 EZE
BTHY, LPbATOTIAI—TRDPo
TWwW5(EL). I b2y F)7DNALRICIZ2
R OUEH RNADTEAET 575 CPEO OfFRRE

BRI A0 RNA DT 26 TH 5 (R 1)

FOERT HEZ AT DYoo TR,

2) % DNA LOBEZEFEE(F2)
CPEODWIREREZFE->TI P ¥ FY
TDNADZERIEZFIERITIEVHON
TWABMEFIF6HED Y, TN oIZEMEE
EEXTHRATRIET S R X7 —+Fy1
(POLGI)72171%, HMEBRETH MR MR %
FlEGRITIEMPHEEINTVAE IhHDE
ZTFn£<iE I3 FYT7DNAOIE—
BoWbw &7 (3 b3y FY 7 DNARZEE
)LD, FOREO—ERE LTHR

HORBIEE % P = & () 345 TBY,

L BREOENEERZ & 5.
TV Y7 DNADH—RIRHE—D 5
PFREZF AR DNA FOEETFIZROH,

I har Y7 DNADOELDK D, EIT

b
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~
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ARG BARERAR  HraiBUERRE Y ) — X No. 33

#£1 CPEOZZ/9dIharRU7

DNAZE

618T>G
642T>C

u A ¥~ (UUR) §&#% RNA

3243A>G

3250T>C

3254C>G
3273T>C

1 vuaAq i iEf RNA

4267A>G

W27AT>C
4985T>C

4290T>C

4298T>C

4302A>G

4308G>A

4309G>A

T AT F ViEfE RNA

5690A>G

5692T>C

5698G>A

5703G>A

Fu Y iEf RNA

5885Tdel

S8TTG>A

1) ¥ (UCN)§E# RNA

7451A>T

T458A>G

7506G>A

1) ¥ viEfs RNA

8342G>A

ND4

11232T>C

11622TAdel

o 4 ¥ ¥ (CUN)§iz# RNA

12276G>A

12283G>A

12294G>A
12308A>G

12311T>C

12315G>A
12316G>A

12317T>C

7 3 VR RNA

14723T>C
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#2 CPEOZZ/-9HDNALD

BIEF
C1007f2 ZERI
SLC25A4(=ANTI)
POLGI
POLG2
RRM2B
DNA2
TYMP IbarrEy7
TR DNA R ZKHE
POLGI
RRM2B
MGME1

X B0, FLEROLLENFHOBERE &D
WCETT A0 20 hORREICBWTIRE
BTHDHH, FOHEIZIEFEALHBHIN TV
V. #F 2T, CPEO OB 7 IVAERIIR 5.
ISP FYT7DNADOH—REEZHDTT R
(MitoMice)®& 3 b2~ F1) 7 DNA D #HE
Fi2Bb B POLGI” & Cl00v2° D B {n T E
T AMMEY HENTWE, wFhdv T A
IRBREEEEL X820, I bary N7
DNARFRRZIZLBZHAMBEED X H =X A
ZHRT 5 9 2 THBEGIERESHRE SN T
W5,

L hDI by FY) 7DNABE—REZ D
DBEFERMBEUETHEEEL LN TV,
MitoMice DHFZE THARBEET 5 T & 2SHHFEIC
Y, FOBOMETE MIBWTHEREE
TEHEBDDH B Z & DS DN 7% - 720

4. W EiERIE

I MITYFYT7DNADORERGERIZLS
R BWT 2121, COMBEIRET 2098
B 2B, REOEE(H—RE ZERE)
i, METIRIE- &N LAREDVPRODS 2w
ZENHY, mEIREESETHLERBTH
WBHZENET L, FLBBICHET 5 Pear-
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son DAL, MFIZFHEDH 5 O THRMIL
THREDVFEEEIND, T ZALMHREIIE
N2y FYT7DNADORKREE L LFRDDHDT, NR Bk B i 2 2 %) U TR R 2 iE B e o
FO FEROVY BRIWTT A OWEE RS AAS  BHCIRE T IR IEIRG S LA R T 2 D A,
5
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Pearson syndrome

7 —

Key words : Pearson syndrome, #3FERME#Em, BALG WAL, B—R%E

1. 8ig - &

1979 4E1Z Pearson 5 23FLVE NI I8HE T 5 #k3F
BRI & VA e T BB E T AR
3L, LI Pearson' s marrow—pancreas syn-
drome (Pearson #§) L FR&N TV 5", £ I3HE
MAZH & Fev THIMBKEARE E %2 D, T DiEn
Ll ORERASLB L, BEICBIEHTH 5.
1988 4F 12 Rotig & A5 Z DFEMERE D B3 o L3k
Jaizx by N 7 DNAZRN, H—xR%E%E

W1 CHERA L 722,
2. 18 =

WRE LTI b2y M) 7 DNADB—K %
FERLYRD L FLEAEEOHRE LR
Vv, WLEI BRI bay B 7ToOmEREE
FED R DR & U T E AT P A1 R 555 R
(chronic progressive external ophthalmoplegia:
CPEO) % Kearns—Sayre fEMERE (KSS) 232 5
N5H%, Pearsondi T 1zl ECTAFL T
BEHETEIHEACBEMALET L L0%L<
KSS~#175 5™, L724%> T CPEO O
AKSS, fIEHEIAY Pearson i & W) E X FH#x
TAHMEZ DBV, B—RETHFTLTT X
(Mito ¥~ 7 Z)IZ X B W9ETId 2 & FH 5%
BEMHRE &) 200 FREMOE L, K
e mtDNA OFEFEYIT & F DI R S BIEL
WHEHTHDL I EATRENT WA,

1) B—x%K

H— R 3B s R TISHFAE LY
BRHIZD REDNAFIEHTE S, k&I b
22 FYT7DNAEATTT I A3 —DIRET
e s s, REIME X OEHITONTT 7
FA3I—OEEV(EFEIHT 5 REED L
) & oRRY M EREL & A BIBIERASH BV, HEIC,
Pearson %5 TIE R & & H IZ MRS RLASSE
BT LY, ATFOTIFAI-—DOEAEVLEEL
TLBY BEFBHTONTT T T2 I =HK
T A hOWFIEHETIE RV, B LIAT
07T A I — DA O R ESHIE Bk EE 4
BEAMEL, b L A SNz inEkoFHahiE
Wi EOIHT, HAIICATETIAI-DE
EVOERWERMAICEZIEDLI LS THS
LEZLNS.

FIT, ANFUATIAI—DEEVHIET
L7z85é, HNBRE S Dt E ISR W - B H 25,
DN ORYEI Fa > K1) 7 DNA O
BKTFLAZERD @QEWHI PIY Y 7DNA
DHBR LA L2 ED BLAIE@KRESR
k2> K1) 7 DNA OFEXF AR L2 2 &4
MIE#H I M > FY 7 DNA OHMeHAHE L
T2l e L bhhroTniv, EEOBEZT
Ko LSWEEREI Fa Yy FY 7 DNADHE
Rt xd & (B DNA 3 A Hf & & LTilllse)
OB FHET LT, R LR o
FETIEPEHLPIZITE TR WY, ZoOHEIE,
HeX b3 1) 7 DNA ORI EM: % HE

Yu-ichi Goto: Medical Genome Center/National Institute of Neuroscience, National Center of Neurology and Psy-
chiatry [ESZEEH - HERIERRIIGE L > 5 — AT 4 AV - FJ Lk v ¥ — JAENFgERT
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B3 21 b EERTE T —< T, PRI b b B
2E 4 ) \ A4 B & EIBH

BIEIC L -oTlE, EHI M2 FYTDNA

SR kR boU FUTDNALIE  SLUEMOBEAD, R fLET S -

TAHIENEMTH B, TITWIEBE Ak k*@ﬁ‘ﬁ?ﬁ@iﬁ‘lﬂi ) 72 EFT LT %él}éﬁf
12, REI LIV RFYTDNAEE#I bay &5 WELILERD & % 0 BULE 2 & O
R 7 DNAR DR oMaEROZ L s BT /“\f-}‘i*’é"% D THRHE 2 W W‘M»éﬁkiﬁ %
LTwh, E#HEHI P2V FY 7 DNADHEEE  Diamond-Blackfan anemia 7% & D & D
HEERE L THREBEZEILID LI A R -37%0)7‘1:?&l'f;ﬂ‘:”“l"liiﬁ I & 7”“”'4}’% EHED
TEETHHD, TOBREHEI a2 FU T SEHDPBEIIRLY

Ji

b
=
=
S
Y
7
i

DNA DL MEFE AT R EMBET 5 &) MEﬁauAMm@%ﬁxm» I N I
I3 RREBICEEED o TWA L WAES VT DNAOHETHS TOLHIRIPa>
i

DE AR, F1) 7 DNA ORGSR E Oa1E, BRERIC
- . IrdntELISNTWS, LirL, FIFEILC
5. B PR 7 X £:7%5 CPEO THRAARFETIHAEL, & HICELL
1) MRSZHARE | I AIREER LTI, F 4 ERE
Bz 4R350 BEOEZZHNNM DFRIZAD B ITERIFS }"Iélzﬁm&*")ﬂﬁﬂ“%m
o AE 270, BRTRE UCHIEIE 7EROWMENDH LY. IS oflTlE FE
L LML TwaAY JRIEERR,. BMZE  e0E ML v v, "fm: %<
AT LB E b I b b, BkEE @ CPEO % KSS M ERI 2 & { AIIEFLLE iiJJ

FEPLEFEELTDILTHDY. SE MR O T RV WA EDFE L T
2) HEEEIR f:é:b‘ﬂ—]n TEFTHETE 20
Yo=Y, FEMN) T UREDS {JMLET . " ,
s TR
L BIENIETMARATH 5. NFHERemE ki
VHETH 5. % OYEER UREE T BARIE Bk
3) Z DI H DIER AEELTLA2DT, FHMAZORNZEH

FIRAE AR & LCORME, 73 VWK, 7252 LA H‘J WWZEETH 5. PR
Tﬂfi%z?:‘b’iﬁfv ROHIEDVH D, HBEAEE R  ICHELE i BT 2 F—3 A& RFEC
THEF S ME SN TR F AR &L TwAE I ENE WY FOHA X33
PR, RIBEAEORERID D BRI LM W2YEs e ) EFDH 27

X iy
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Fatal infantile mitochondrial disease
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Alpers syndrome
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LSEER

I has FY 7 DNARNY
3 hay FY P

3. mE - wRE

1931 412 Bernard Alpers {2 & » TR #IZ#
HENLKBKABREEEZ TR LT 50 B0
REWHRTH DY, 1976 4£ 12 Huttenlocher &
M EOSFABIE T 2 LI, Fiffk
FHYMEEADSBE SRS ERRLAE F
ALK BRI S AE L. B CAD A, it
ARG RAT (i), HREE % 3 B8 &+ 5%
P C, Alpers fEETESH 5 i Alpers-Hut-
tenlocher fEfETE &L LD, #HICDNAKY £
5—¥ y % 3— F¥ 5 POLG @in T OERHIE
W3 bar FY 7 DNAMDNA) &K
FTARDLNZ I EAFH LA L R DY B
POLG I i #5 B (POLG AE B #F). & % v it 3
F 32 K'Y 7 DNA K ESERER: (MTDPS: mito-
chondrial DNA depletion syndrome) @ Jfii 121 &>
—2(MTDPS4A®Y) &L L THBIEIN TS
oo I haY R TREENE & I E L L AR
EEELTIMIAVFYTIHHEO—2L LT
TEEhAY

2. & 2 =1

WIHIE CPIA S W DIERNF — ¥ DB Z L
o EMEAHE AW THEA. EFIcThh
WAL EZLNTWS, F—ayRilB0nT
100,000 AIZ1TAEWD) F—9HHBHH°, -
oy /N TR HILA common mutation 25 H KT
BALNLVOT, K TOMREILS SHIZMEV
LEZ LN,

REXIIOEEARNWIE - 72A% 1999 412
AIERHBHICBOTDNARY A5 —-Ey D
KiH, mtDNADHEMET, I ba s FY7IE
W B RGO T ARG S 61
2004 4E 12 15 #fF Y th R K i (15¢26.1) 1@ DNA
KYAFG—¥y&a—F¥42%POLGHIETDE
KPRV EIN, FogR#EFOBEGAT
IR HRER, H-VIIFEREHRENR LT
LA OWTHE IR KU xF5—¥
y IR BO I bay Py 7 eHi—MshT
WABDNAKRY AT —ETHY), mtDNA DOHH
BB EONI LD, HBIETFTHS POLGCD
ZRIZEYDIPMILFYTODNAKY 25—
LOEIHL b, mIDNA DR, K%k
HHECIEMETARI D, mtDNAAKIT—F
LT IFRABAHAR. T 0bb8AK] L
VEBXUVOIRE AT 5. POLG #ET
REICRET2HEBOKHAMIIZE T, POLG
BB & IR BY. Bk A BIERMBEBR L T
HEDHANRT bTLAEBTH Y, DRI
L TR AEST U By 2 K H-iE (MCHS:
childhood myocerebrohepatopathy spectrum) 7
STEMECRIELAVWI L LB HMETHSIR
% (PEO: progressive external ophthalmo-
plegia) ¥ THUEIZ D75, MIETERS 200 #
BERWEZEINTE), Wity linst s
CILEREBZOWEND A, 2D b Alpers
FERERE LR R RS ERIE % & H0RIT,
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mtDNA O 5 (WG F IKIE (R i8) ASF B 8% 5 i
PhREEA G &R LA LA MTDPS®D 5 5, b
AR L MR 2 & T AR 2 B9 5.

T AN F—FHEIKE PR, FFICREE
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a2 KT BEALRCENEEAZLEZ STV
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4. B8 B E &

SEACAERIE AR L, 2-4 o Z BRI
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25 —ERAEBNC IR ITBGR )RR E. .
R, TADARELRROL. #LEROBET
TADAEDWIFERER & 5 5. FEVERNIEAE B
Lo THATHRBICE>THET LA, »
ST ATANAZIREET 5 L KRR AN
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O ZHERE R R RBIEDS A SN, LI RIE
M BRI RO D, Wiithd B ik e Stk

DIFORAREEX L, S5 CTVWR AR
WKEBIZEL T —Ab %, HHtEis TANA

(EPC: epilepsia partialis continua) %>, #Ei&H? 3
F70—XADWE A S NEY. AEEHIE
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ARFEDIFBT D 2 I BEFEDOFRIEIZAEHN &L -
THATHHD. RMEGENOL IZIFASI
Maa. IFREEC & 2 EERE T ARIC X 2 S
W OMEERTThLTUTL L CRTOFA
S 7ryFha sy MoKTFIZ L2k
LI Twa. HILEREDL S, wTE
ERP IR EO L DICREREELEE T
LIEBIAEL . WL ORI E O 72 0 IR
CAEEREL TN, PLIRE L LR L
L2204 25EMLH L. KROBEDLHY,
WTUEEBHLTOARWERTLALILLD
THEENLETHL. LHBELHIL A &
10 % WAER 9 - RO % R0, e
DOWMERFLELD S 5.

5. B L ERIBH

BWORSL V PRIMETALA, KAED) R
17 OhRdE). A% L olfEED 3 E]MTH 5.
TSR % & 7o R RACH SR RE DB (o %
DIz, M7 I BEGH R IR A R i
LEWEBHMAI )V —= 7 RTS. £/
TR a3 NMLEEE T HIFREEAH YD
LB, BEolaicdmiEr s A7
YHEBRESIKDZ R TS 3EREPLE
L7zHEdR - 858D 6 Alpers AE i & %t - 7235
Fix I b F) TERERTOMEHLERL
THELIT). REAXX/HTLIHENLEER]L
RTA, CHH1MEHDO) b kb2
HHZM AT EABENICLELEZIRTY
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MTDPS ® —->C# % A4 Tld. mtDNA X
3-40% BT LTV B LRGSR TED,
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L. MOUICIMETFAHEL 2 ThWENLH S
L. MTDPS 2123 A #% % POLG YA O
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1. MRARZ PO A3~ (MRS)DABEL XLd AL, N-acelyl aspar-

tate L NUVDOEKT

2. WFEGET O 100mg/dL 28 AL ¥ 37 15
3. BHELMRI 2 CT O KBRERM N O & 0 BB CIREI R EES)

4. ik E oy % e vk 0 B RG I (200 - 1,000 00V O XSRS & TR O ik,
10-100 2V T 1225 Hz DB D 2 v ik % #lidl)

5. BEE B A i AE R

6. PR RV o B GBI F A

7. BHGH LI 2 Py FU T DNAROI FOPYO35% L)

8. HHihd BV DNARY X2 7 —+ ¢ ik ok F10% P 1)

9. FAREEUATOMBEN DSV ERFERE DO LA CGmM DL
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Hb.

M- SARE R RIS L Tl AL 1IL
IVOTEMDNAOAIZTI—FERTWAS
HERINOIEEA mDNAIZa—-FEhiy
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mtDNA O M2 B P L 2 5. 7272 L,
BEEBUOWECHEIC LY D 2, W
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BY A Fo BETEOARE NS R
APBEC, HEHUERS & N 7R AR ALY C
VR= YN IR A b N DAY Al
BEHEEIRLIVORMKREWEE LTBrsni)
T ENHDH. F mtDNA VAo 25
RRIETHLHERL ML IV O F A5 o
09 560T. BEGHEHEOKLOMMRE Zihilk
SEEBIIIBVLTIE BERGEIR - fOR o
AR A DOETRENITDLThE R 6%
W

WSR3 by MY TN OO
FOIZIZH M TH A, cytochrome ¢ oxidase
(BEHIV) Bfa TH AR IV RIEARW T & /2
D, T haryF)THREETALNLHRBITA
BWHEE LD DT DIEMLHSL. LHL, W
AR NN LR (RAYT T A G = EANN

MEE B WD 720121 POLG D85 T HRAE DA
HT& b, KHETIEPOLG#IEFIZ60 L LD
ERAREENTHADE I L, Tl ETE

KKy PARY MAALN TV AR T
common mutation 8%V 05, Eio A
WX POLGIZTF DY — 2 TV A%AT).
FCCARBCFA L ARET S F—2 AT
GEAE LINIEX 27 L ) 2 BICMCHS ' %
A SRAERFIAAE % 6 H A £ T& ARE L D G,
F o HAEELRITORIE) X &2 L) DA TA
NAZETLH AL v, b %D
TR BOLOWEHELR XA RBEL S &A%
A A Alpers SEB B L 1L IR Y G HEA I M 2 e
TAMDA, BRIEOREEE, FREEY % R R
MHHbILENLENINLY

6. ML T

TADATVEIRT B850 SO Eo il A A
FEDOTHEZEAL S TE iR AT
B, RN ARESIZHMT 5 TR
+aThv. LaL, ~BICTRIIABRTHY,
BIEA O AEDPIIECT LI EHEEnD
NTWDY BRIGERITORARIEY #RIZR
AT 228 6%, MitniELaRT R A
EDOTEALIZ L DIBIZES.

EHEL TR I hary MY THEERX R~
FEAHMTHAE 4 3 D HIRHIREE (LY 3
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JEH SRR, ZAYWINO 9 2T N LIS
#EETH, WMoY F—a DRt A
HIWC, M, ek, BT
v, MR EEOMERHI S D 5.

WBHTADADEAMEE 5 505 HBH
TANAEEEDTEYOHFYIIZZL L.
ICEPCRUVWHhABRIZES I Fa Y
TR IS EIE ESER E ShAN K
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EnIiELH N, BFEIRERREO—D
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3A ALK, #E L PEDPIIIIFESE 2 £
. P2 B L3 DHENA D 50 TE
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W EERT N, WELERARERE RO
MO MBI B TH 5720, —HIIF
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Leigh encephalopathy

Key words © Leigh Ji:bifl. Hiitifs T
WPESIBE A K, 3 b T B T S

1 B - TR o

1951 4E 12 Leigh 2SI, SLpRRESSHG.  MEE,
VUM RG & B2 5 7 1 HB OFBH % subacute
necrotizing encephalomyelopathy (illi 33 5E
PEN B & LT LTSk, Mgk B
% Leigh iidE, & % \Wid Leigh AERHE L P X
I ol ARSI BLAN B W T
HY, HSEBEIEE OB L AR LI & -
Twi Thbbh, RS e bos LT
AR B EAS - UK - B - AR -
IR VR % 2 I PRI O R L iR AL
FELL, THIMAAORER 7 )4 — 2 2%k
ISRk A R S, LA L, IR ESR
(& H CT R MRIZ 350 TR RS 2L & RO
FTHURA SO DLZ Eh . BIAEEREH
HIZb o TVb,

L FLA SR R T T S e - GRAT e &
DK R T IE R D 5iE Th b
A% ML AT b e e Rk 0 {5 BL % 7R 3
A XY BT ORI E > TE
FLOFGILT Ly B W A FFBOY i (007 b % R K
ML LTHMXNTOUS, — M b
YR TORREREEERETALOERL.
MR 5 ISP oSz #EOE Z k
AE A

2. & F

ANEFRABUR TR L TER TR WIS
Tdr 0. 40,000 HAELZ I ADHETHEL S L S

I by Y TRIET

SHEA

IraL kYT

HTWDY Leigh IRFEDRE & L THEEAR I b
o R 7 I S SR R RE O BRE A 5,000 HiAE LS
IAE VDR TWADT, FOHRTHHENE
WEBRESE L WR D,

3. ixA - "HE

FEARMZI by B THRIERE2RKE T
LIERBETCHL, TALF—FEEEOEVGR
AN, AT LA, JRERE G ORI
ArpuliciE SN S, I bar F) TR
Bl bw) REIFESBAAS. HDNA L 3
Fa» K1Y 7 DNAmDNA) O Hica— K&
Wiy o2 (72 y Mo hDHIE
5, Leigh lEEDHEMEFIEI by Y
7 RAET- ORGSO HFET S, UEER
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