Rk 26 AF R AT B R SRR SR 4 B 4
(BB AR TR S K HEARE R e 303 (O IR BB B I ZE 95 3E) )
4% /N MERER BRI EFE RO H Y FITET 2 W5t

5y AR IE 45
PRS- 5 PRI I 1T D /N IRAE MR E R BRI RF D H » HIZET D058

WHesr i« K HER CREEIEZR A MIIEAT M - MEENESE 2HER)

HARES @R KRR A F e~ ¢+ — (Fukuyama congenital muscular dystrophy:
FCMD) & %R I 4 /3F — (congenital myopathy: CMy) (Z81F 5 IS, TAMA
RUEOEE L, 7V == 7 BT LIZRRME R T — % 2012 FEfRE VT
%I BT AEAT L 72, FCMD 344 Bl DR HT Tid 60%55 THEMEME 237 B AL (2/3 23 T 55
PLE). BPFBED 6%, REATEN 5%, FWVIAFEIEN 28%T THY ] L#liah T
72o —Ji. CMy 151 B OFEHT TlE, 80% 48 THEMIEEM A A v (4/5 NHEERELLE) . B
IS 3%, REITENN 4%, FWVHARIER 9% T TA Y | LiE#Sh Tz, FCMD i
BWTHPIBEEICRET 2 AIEREICESE L TR, TWARIEOHEIZBERE LV
DB o, =77, CMy IZB W T, 8 EIE THMER. 1 HI5 T WNARIERA LI,

TR SN T IR oo RN RIS NIz, 5%, HEFEEOT —F Z AT HEEraY

AT 21T O ML RIR S LT,

A. BFZEEH)

B R Y2 he 7 g —
(Fukuyama congenital muscular dystrophy:
FCMD) & %t KM I # 23 F — (congenital
myopathy: CMy) ([ZHIFIFETE ., TANAFELE
PNEHT2Z LMo TN D, NEIEMEFR
ERWEHRE X — R =2 1% 1k

(http://www.shouman.jp/) DOxtG¥MA - &
FEZC X AuE. FCMD TR - /N 5
REFEDRBICEP L, PEELLEOIMBER
ERZ AL, SHlITHEOZNEZ Y, T
AT Al 50% LA EICEDE L FEEUTHE S T
MAFENEZ 2~4 BREEICTEIE L FEVER T3
DEERZNE SN TWD, —J7, CMy I,
FLIRBI RIS T4 2 AL IR EAER . LI o
R ESERIK T & R 2 s 28, BT 2 LS
L. BT IR S 2R3 RIESE R, BRA
BIERN SN D08, FIFEE, TADA
FEAEDFEMILZI B NI > TV, Al
7 V== TRET LT OB 3 38
T —4# %M T, FCMD & CMy ([Z81F 5 41

HIRETE . PO AVASEIRICBE T S Ril & 12 5 1
RN IR AT L7

B. #r451E

(1) BN EERIZEE o 2 —/ N B MR E
IS EN DRI~k )V —= 7
DT LTz 2012 FFEO/MEFIERGRT — ¥
[10. #hf% - FEER] O HERE AWz,

(2) ICD %473 FCMD & CMy & FE S 4L
T-ZkE DT — X i LT,

3)2) o5 B, MR, AFEH B, FEIEEFE -
R, REAREW, BB, Bk, BE
178, BETA, 28, TONAREOTH
ZfRAT L7,

(ffr B i~ D ELE)

AWFE R, ENREEEMEE S ¥ —
IZBW CHEEI 2 HEL XIS A e STV 5,
S HICAEIOT — Z AT W T, R
T ZkaEE S, RARE EAERICHAD

- 245 -




THRARRMENGIHHIIEH LWL S®BE
L7,

C. WFzEft R
BREORERER 1ITRT, B, %lIUE
FATEH, 1OMNETEHILL,

1) FCMD: 345 {5l 3 8§ K 31Tz A3, 1 6l
PERI 72 & N AR RS B O FLal A e o 7
DTERAN LT, TG & LTz 344 FlIX B ME
209 i« 2ot 135 B, IR 10 5k 8 U H |
2R v 5 7 H7Z o 72,

FEAR T 1L RL AU 69 51 D R < 275 B2 F5 1
T, ML 47 6 (17%). A 228 #i (83%)
hCHEIEE OTENH - 7=D1% 204 Bl TEH
ZAVEIE 40 B (20%) « HEESE 73 1] (36%) -
HIE 91 41 (45%) Td - 7=, FEEK (DQ) -
ABEfR % (1IQ) OERBIFL I T 72 < fiR
BriftE &l s e, AENER TE B
(IEC A, BHRETEHOAEZERS) TOMTICZE
W, H PAME M 250 BiH 15 1] (6%) . Eik
P 1% 265 B 12 B (5%) . FHEATENL 250
B 5451 (5%) . B AT 25 1% 344 4517 3 4511 (1%) .
Z81% 344 BIF 4 B (1%) . W ILAZEIERT
260 #iH 74 B (28%) T, FNEh [HY
LT,

2) CMy: 153 BIA3 B gk S TV 23, 2 B2
W A in 72 & ONZ AR BEE O FLfi 23 72 02 o
=D TERAN LTz, 153 BlDOZ < BRI A
INF— L TRERS LTV =03, EBIR 4 D%
L LT, MEMEI A NTF— 16, 2=
a7 (2 ), S RVEFBHERI AR EGE (3
B, B bTAaTi (6 Hl), X<V
FNF— (16 ) LR ST, fRMTRI G &
L7z 151 Bl B4 100 B - Zotk 51 1], “FEH4E
k8 mid W H, WA 3 W AT -7,
FEAR R T RRa I 51 O R < 100611235\
T, ML 43 f5) (43%). f1 0 57 ] (57%) H
THEEDOTZHNH>7-01% 52 #lczhne

AVBRIE 15 B (29%) - HHEESE 11 i (21%) -
HIE 26 1] (50%) T - 7=, FEHRE (DQ) -
HBEfE S (1Q) DOERBIFEH I T 72 < fi
HriRtE &l S iz, AENER TE B
(ST, HHEFTHOAZBR) TOMATICE
WC, B BB L 88 filH 3 41 (3%) . Ak PR
FEIX 95 Bl 9 Bl (9%) . FHEATENN 91 fif
451 (4%)., BEITAN 151 6F 1 6] (1%).
283 151 B 18] (1%) . FWIVAFIER
99 fHil 9 ffil (9%) T, FNEN THY) &
FLEL STz,

D. %

FCMD (23 THIFIFE S OSEFE - BE 1T
REORRHFIZAT L TV, TR AFELE
DOFEIL 28% EBERE L v 7B 570, %
FREEE DK 1/4 25D D 3 AEEHOAR (2
Bil) L 4 MO (82 f5l) DMREMTAEFRICEEL
ToAlReME B A E TE R,

—J5. CMy 2BV, 8 B CREfEN
1 FGTHOIATIENA DAL, TERTT O
PRAFZE C oy Bt S C 2 e dn o T2 mTREME RS
HEE Iz, SENXEROFRE - HAIZ LD
FEHFE T TEX R o208, Atk /MEE
ERGT — X ICBWTHEHTREEATH D
LEZ b,

LIATHERICEBWNT S, BHERTO
6 MEFCA L, B PN - BikbEd - BE{TE) -
TFWHARIETD To GEH4HEHEZL) -3 H
HFtd oA - 4 ML) FHE L, LA
MARIERE L 720 | B IFHEAVRNT OBEFIC/2 5
AIREME R S R S Te, Atk NMEEEXR
kT — X TORE CTHEDNLIE LR iz,

ARl 2011 FFRERERT — & BRI 72238,
PRI 72 MW OB BT H 1=, EH
FED 2012 HFFERGRT — & O F % I THET
HIfENT 22k Ir Tz, 5%, BREEDT—4 %
T SEWT BRI 24T 5 LEMED RIB S T,

- 246 -



E. f&
ISR MRS A b 7 4 — (FCMD)
LRI AT — (CMy) (Z81F 2 HiFE
FHOCADAURIELY, MeRERET — X
2012 A FERR & B TR RIS L 7=,
FCMD (28T, FMREE IR E LI A
LTV, TWHARIEOHEE X VA2
STz, —Ji. CMy 2B\ T, 8 HIE THthiE
. 1 FHETHONARIERA LI, RERIIC
TSN T o e N HEE S h
T=o Btk BEEEOT — % & AW Hm
FRAT 24T O B RIB STz,

F. REFEfERIE R
L

G. HFZEFHE

1. A SCFERR

1) Okoshi Y, Hayashi M, Kanda S, Yamamoto
T. An autopsy case of microencephaly,
bizarre putaminal lesion, and cerebellar
atrophy with heart and liver diseases.
Brain Dev 2014; 36(8): 707-710.

2) TS, MOHERE. 8 IIHLSE R ¥ A K
17 4 — RGO MR RE O . K
& FE3E 2013; 45(6): 436-439.

2. FRAER

Hayashi M. Oxidative stress and
developmental brain disorders. Pediatric
Academic Societies and Asian Society for
Pediatric Research Joint Meeting 2014.

(2014.5.5 Vancouver), Canada.

H. ZNE9REEFE D HIFE - B gk i
1. FFaFES
7L
2. ERH R
7L
3. Dt
7L

- 247 -



xF1E74

2 37! [ - ERER BEHAR EHES RETH 7R 2% FUNAZE
wE 12| 212 :F?;E %gﬁ 1 2 3 4 5 6 0 1 2 3 4 1 2 3 4 1 2 4 7l 2 1 2 1 2 3 4
Ql+lelals|lml2ol+lalslo+ alslo|+| =]+ =+ m|lol+ 8l
=8 5 =
kmzﬁf%/l(';?jr[)) 344|209|135(10y8m S5m (47|24 |40 |73 |91 (69 |11|235|15| 2 [81(253|12| 0 |79(245| 5 (94| 3 |341| 4 |340({186| 74| 2 |82
FERMEA) T~ (cMy) 151(100| 51 |8y4m| 3m (43| 5 (15|11|26|51|( 8 (85| 3 | 0 |55|86| 9 |1 |55|87| 4 |60 1 (150 O |151{90| 9 [ O |52

X(-): |, +: 8/, ®\: HEEA, v &%, m: hA.

- 248 -




