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EABTHN FORESCBAERLGRBEL 4> Tw5b, Wood b 8ELLZAE2Y ¥
13 DMD TRERIA TV LRIz 7o 7T T—RIc & ) T 2B L0 e %),
DMD JRENHEICER L ERE /> T\ 5,
B.BIEZ B
F 2> B THEEEE
F a3y B TEREED S b MELAS (33 & L T complex I, MERRF i3 complex
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Duchenne i A b a7 4 —iE(DMD)IZ BT 5
B k4 F#HH, connectin, nebulin D ZE{LIZ DO\ T

o oK W ER
(REA KRR FEFE— IR

(8 o))

DMD :8{5FEEIX Xp,, P#2,000kb (24>725 DNA S Eich ), ooz g 15460 exon
D—EH B VIZKIBGHIRETEZ &1L ) DMD 2RET 2 Z EAREIZHL 2T > TE T
5. Wood L3zt 51T, Z mRNA size (14kb) »5, BH—nBHOBEIRFER» 2 — M2
NT3B LT 5L, 4 TFEH0kd DEBHISHLET 2 ENE2 DY &1230F]o> DMD ¢ SDS-PAGE
2k aHiEEEA (M) 547247y, DMD Ti342%) nebulin (537 F&500~600kd) »5iglL T3
Z & FH;EL . $EK DMD o Mf (2-Dvw Tl myosin heavy chain (MHC) LI T ESTEHAIZ
DWW TIIFMICRET S N T 7255, MHC & ) S5 FEBO BRI DWW TIRIAHE  FFZEsBtE S h
228 TH B, 4B DMD Iz Bt 5 EHASTEHE, connectin (C) (=titin) 3 X U nebulin (N)
2 s L7z mf OG> TREF 22 2R E TOMBERIC OV THET 5.

I. K, AFS

FHik I XRIEDMD 34 (7, 9, 12#%), Becker ® MD (BMD) 1 ], myotonic dystrophy
20, Z3MEHL5F, MG 14, CMT 141, HAM 14, ALS 41, control 4 #T, &L
10BN FERME % 538 L, homogenize %, 50°C 2053 incubation % 1T - ¢ SDS-PAGE = k
5 Mf D5t %47 » 72,

HR . DMD TIZ 38l N EBbs band 25HEL T 7285, T2 TC LERL,
a-actinin, troponin-T, tropomyosin DRAMAM L A 57z, FREIZE WD OZE{LA BMD B
S UBEESREGRBICHEI N,

FER KR . A EDOGHHERIE Wood 50t & 7% ), DMD I3V Tid COFRICINZ T,
a-actinin LJEA L TH Y, WETME protease DRIE- L BTETE ek S i Bbnse,

II. 855

ik D AR I3 DMD AR 3, FERES 2 B8h & SRR Yy 2 1E L, 4.5% slab gel & flva &
lane 12 3 pg HBREELZFML /2. HRICIERE B85 26, ke FSETEED, 8 % 90
BIEE & A7,

R EFNEE FERHBLUBIHOEEE T, MHC &) &S5 FERS & LT104A43EE 7 band
MH LN, EELLNIZC, N, filamin FlEA &% 2 5772, DMD £ Tid MHC &2IcE8H°
AL, B FREBSTLIEEL & L2 L2, MHC 2Rz Tw 2 BT N %13 L bfthod band 0%
BLE LS Thd - 7205 REEYE OENH»WEETH - 72,

#hER N ICHHZ T % band 2*DMD 5 CTL A L7228, %MK L 2REDUEEZ 2 L7,

. @85
7L . DMD # (preclinical= 15 » B, 282 » 8, BEEEKRIRH=2%9 » H, 6%,



8 #%), IEEMEREIZDWT SDS-PAGE Iz X 5 Mf G #4Tv, FERICHWIEL VL2 C,
N izx+¥ % polyclonal Hifk % gL L, immuno blot #iz & 2EE1T- 72,

R . BFEXIM o preclinical ERBENDBIEHE T3 C, N I3 L2IZTFEL 72, EERERARIAL M
7Tl band 25 { % » Tv>724%, immuno blot TA2RY, CHBLIUNIZEHL Tz,
EBRMICEBINGE 0 CICERTFEL2EESIZ L N34 A2 783 LB a@B I EE2L 5124, N
|3 protease $#ic CANP (22 MEAsii k5 ICB b ittz, K- T Wood & 5 DMD 4 ##5» SDS-
PAGE TN ?» band ##HTE &d - 7203, N #% protease 12 & D L 72 & F 2 yULTE5r 3BT
23k icBbhns.

(&E3cER)
1) Wood DS, Zeviani M et al: Is nebulin the defective gene product in Duchenne muscular
dystrophy? N Engl J Med 310 : 107-108, 1987.
2) Sugita H, Nonaka I et al : Is nebulin the product of Duchenne muscular dystrophy? Proc
Japan Acad 63 :107-110, 1987.
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MR EOREIRFEE N ZIT IR LT, ZoOWEIZ NS 2B\ LICT 20T bl
LDTH B,
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1) iR mdx =V 2 L 2> } o— =7 2 C57BL/10sc & Nz E#M% (EDL) Hxik
HEEAT 4 - 72, BAHELERAICEI ) WL, HEEARZEYL, HEBHRMENER, variability
coefficient (V.C.), iz RIEL 7=,

2) FHEBIDUENORIE © 5 + EDL ARSI 2 4 A HOBAER 2/ L2, BRRIL in vivo
THEERRBTIT, v, twitch &5 X U tetanic tension ##E L 72,

3) HEHARGNOBME: 2 g OB TR E MREOMEIKE LBETH 2. 40
3% 2 EDL 9 autograft iZ BIIR-FHH—EB 2 A ZE D graft (inlay graft) * L Ci#»H3AA, inlay
#4774 b7 H - 72 autograft & HELL 7=,

(= 2)

1) 3R RO FEGREOERIIEL 12 25M<,C~-C>C—~D>D~D>D—~Co
JETH -7z, (C—=Cizdarto—nLnEDL # 23> F g—<7 2 |c#HE, D— C i3 mdx » EDL
AN RIBEL 22 &R LUTEEE) 2 VO D—-D>D - C>C—~ D>
C—COhRTH-7z, (K1),

2) BEBODUERE  R212RTM<, T v +F EDL BRBHE 2 » A HOFE O tetanic
contraction T3 HEATKTE T4 ) DINFHES130.28+£0.07kg/cm?Th V), BHERIOULEE ST DEI25% TH
-7z,

3) inlay graft ! & 2 Ti3 EDL o B KA graft H.OSIZHIEICE LW, ZREBRI A
%, inlay graft Z1T% 5 & £ DFWIC L FAEGRES SER S 1, ZEAFRLIIZL S,
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PRraT7 44— REav -2y XD EDL OB TIE, FOBEERIThost £ §
donor DFHENEH ZZITDVTWB EEBHNS, L2d > T, P A 74 —DEKICESE % BiE
L23BEIcid, EEOBEGRMENEETLEEZ LN, BEGOIENIIBIEE2 » AB T
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Sola OM, Dillard DH et al.. Autotransplantation of skeletal muscle into myocardium.
Circulation, 71:341-348, 1985.

Jasmin G and Bokdawala F: Muscle transplantation in normal and dystrophic hamster.
Rev Can Biol, 29 : 197-201, 1970.

Hironaka T and Miyata Y: Transplantation of skeletal muscle in normal and dystrophic
mice. Exp Neurol 47: 1-15,1975.

Wakayama Y, Schotland DL and Bonilla E : Transplantation of human skeletal muscle to

nude mice: A sequential morphologic study. Neurology 30:740, 1980.

# 1 Diameter and Variability coefficient of regenerated muscle fibers; 2 months

after cross-transplantation of EDL between normal and dystrophic mice (mdx)

Diameter (um) Variability coefficient
C+cC 21.64+0.87 258.75:40.89
(n=3) T T
C+D 21.19%3.56 % T 286.75:58.71 %
(a=7) [1]: [1]
D+C 17.15:2.79 § + | 356.28:30.07 7
SRy et )
D+D 19.08+1.27 1 1 393.86+101.53 1
(n=5)

D=mdx * P<0,.025
C=C57BL/10SC ** P<0.01

% 2 Contractile properties of rat EDL (control and autograft) 2 months after trans-

plantation
Intact Autograft
(n=6) (n=6)
Twitch tension (g) 24,9414 .49 9.20%3.37
Tetanic tension (g) 178.67+57.53 29.37+11.33
Twitch tension/area-of musclezz 0.210.07 0.10%0.04
section(kg/cm®)
Tetanic tension/area.of musclg 1.11£0.12 0.2840.07
section(kg/cm®)
Contraction time (m sec) 31.44%5.52 16.78%2.88
Half-relaxation time (m sec) 52.48+%16.02 27.68+4.17
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EFD I b k)7 DNAMIDNA)IE, #16,56055263F DBk DNA ¢, Anderson  (1981)
i & o T RN SHEIETHHE & LTV 5. mtDNA (345 DNA 1= Hon2 T, Ha 26 Bl e 7
NENZ EHHMLNTEY, t MIBWTLh% ) DEREER (55) »FHEND. AFET
¥, mtDNA DH[IREESRUMIA LR (RFLPs) 12 & 2 1E% BAASE TO SHEO S 24T - 72,
SHIS, INLDMIREREEEZT, 32> FOTRGECHITSI L as FY 74 Aok
B, H2VITEBICEENERLEL2IZ T 5~L, Denaturing Gradient Gel Electrophoresis
(DGGE) #:#IEH L 72 mtDNA & 2 22 FEED 12D DFHDFEL % 4T - 72,

(HFERUHE)

E PO mMDNA DY —2 & LT3, MHE- BBSIER LN, %< DR L) L DiEE
DBIREER TN 27201213, BBRABLBELLHMBEEZ L5, HEL DRR T, i
B8 2 WIUE, 3 2> K 7arESEE - DNA $hiH - CsC 1 -EtBr HEARELESD—ED
BRI £ 21K mtDNA BRI, Batz s 7= 1) 200~300ug TH -7z, TN SEEOHIREEEIZ
LYW T —> %, HH T T4 I B WIS Fo2 JEEHAWTIZ, EtBr s
AT LD %R TH S, HAEMR, 3Hu (GH - -85 125\ CTH260RKD 1542 %
PUIEL, mDNA #8722, 37 6 IMEZMOBIRERISENIC L 5 URIEISH 2 170, HHERA
LIZERE (morph) DG EMLH,IZ L7z, & 512 4R BMOBIREESE % v /- Mot
T, &2 DOBERIZ & 2 morph DEEZ IS 202 L, 250 EEX ORI Htkiz L ) £EkD
# 4 7 (restriction type) S¥E# 47 - 7.

(ERRUEE)

(1) BARABIHATHER : BAA3 WL, & morph DEHEB L USSP 4 7O HIC BT
3, PLENRL-TRRIEDWLr o7z, LrL, 947 %K L 722851z B T,
7ZAZN T8 — R EEFTEARINCIT L LU T 7o, Fhb b, A4 2 K@l cEgEs
NIZ2R7T7RX5— (group 1 & 1) i3, WMERTLEZR N, &SRB 51T 2 B o Ik B
MOILTEBETH - 72, & HI12K L5 & OMHER % & b 72 BB T OSSR, WERIZH» %)
DBIBF LR D - 722 EHHBE N, BAIZ B2 founder population {23 W T3 i mtDNA
BERNTH -2 2 EASTERI N,

(2) MAEL OIS | S LICBEANBERIC RO ENL 2 K7 T 2 — D FilbmERs
HEPIZT 272653 kA (BEA, BABLURA) @ mtDNA IR EER MK > 7" — & 30T %
Az RROGITLZZBAN (#E, n=116) & Cann (1982) Ik » TSN EA (n=41)
BIURAN (n=19) 07— 2 THITL 72. SRABLKCTUTORE -7 2 4 THEEE R
AR DI A TR ENENDNFBZHE D L DTH - 72, iz D ANFEEFNIZ 31 5 DNA L ~UL



7 &M, T 70 b b nucleotide diversity (d) 2Lz & 25, BAEA (d=0.0026) B A (d=
0.0025) {%, IZIZELATH - 7255, BA (d=0.0047) Tl3# 2 HEEDFS L, EHIZ=K
ABHEAD LN F A4 7T RTHOMAEHLEHTAd ZFHEL, ZHIZEDNTUPG HEiC & ) AHH
e L72(R2), Bon2REHBIT, 7727738 —2 s > TEABNZE DD T T RS
— (C125C8) ICHELIEZD, 37TAZ—TREHDAEILDI A TOREN) BV
BEINI-DMNDE 75 R —RBEI—ANE» LNALBHEE L 7 T RAF—Th - 72. mtDNA DiE
WEPSEEE S 2 X107 %/site/FE L HET 5 E—BEHV77 25— (C 1 & C 2) nalflis917T7 48]
Litga N, T2 TCClBBANAN ISR I—THY, C2IREERANZNI T AF— (BAER
ANER®RD group 112HHY) TH3., ZDfEHIZ, Nei D7 —TIc k> THIRENLZ T 22 HD
BIETHET — ZI12 D72 3 RARBOSFIRERICHERS % D Evy. T bbiB{RFHRENT
— I bid, BAELEEADHUELHS THEE, AN - HEADITN—T7 LB ADGFKEI2TFE
Bl FNFIHEL TWb, 2oz mtDNA EERZTORKETH Y, —H Nei 5 044IEA
MEMOGKICBET 2 LD THBNT, Z s nH#HEEfIz, ANEDGF L) -5 & LEHICHEHIBETFD
SFUEDFR T > T /22 & ETREEL Tvr 5, % 72 AERITHO RS TlE gene migration D28 L 4
SRETE L 2ol Uit v 8, mtDNA 3 AREDOGELIBNIC T T SR TH -2 & v ) 3R D
ZHRTHHIEEZLND,

(3) DGGE#ic k3 1 A= FORIE : S TEE, I bar FYT 4o boeF—FngBich
W, I FIAPFNTY LR, HDVIREEFEBIZEIN TS, BERBZLES SV
PREBDEMHAEICIR SN G 28, HELIAT» TR L D LotmisEETH S, 2 Toy
FEETIE, SREERICERESYH ), 7 LAFICKELREK - TFADD - 1235EIC L ELBES
N, T on7ze, FLERZ R 117 Denaturing Gradient Gel Electrophoresis (DGGE) #:% Hw»
72, mtDNA (28} 3 3 2= v FOEEE~DIEHEZ RS2, T3 ZOFHHEDWILNDTZ2HLIT DEER
FAT- 72, EHEAN2EMEE VL 72 mtDNA #2.1kb o Pst 1 i % pUCI9ic 7o —=> 7L
72. 2o 2 {EKD mtDNA @ 9 Lb—H I3 HIBREERIC L 5547 T2 0 Pst 1T Wil sz 9 bp DR %AH
I EHbhroTnG, Ju—=> 7307 25 DNA 2 SBTDIRE2 %, B HEET
BEARETF ATy ZRA2EHENTOT 27V v 7 A 2MEHEDRESHHNTE L, ZOREME,
4B —F 23 LICUIMT 5 &S LHIREER (Z D413 Rsa I) TiH{kL, DGGE TotrL 72,
= 0B, PKENHIAE PATICEMRIOBEGE Y DI 27T, 60CHIREXRL L2 LIKEIT 5.
~NFaFL 7Ly 7 AHICEEERFICE S I ey FHH B L{IERCERERIBE T A DNA Off
SREENB Y, FOEKEENEICE > TEBELFBZELL LD 2HFRET 27V v 7 X &KX
TE L, ERE, ER0ESYW%E Rsal TUIKIL, DGGE THth3 5% &, —HIZRENS b HEWH
REN~FaF 7Ly 7 A TEHic ) DEEENEEN A LI, B 5IZF0O A (411bp) O~
FuF a7y 2 ATLBEEMRENIBEIN, > — 72 AL 24T, 20 215D mtDNA
DM PR RERTICI 1 EEERID DI EFBALIIC L 72, ZORFERHCSEE, 2 barF
DT A boeF—DBERXREZHCLHETLEFARBEOREIIC L - T, LT LIESE
HiarborrETHRD, FORL— I RICLEIGTICKEBTE R E VS FlEID 5,

(&3E3#k)
1) Horai S, Gojobori T and Matsunaga E :Mitochondrial DNA polymorphism in Japanese: 1.
Analysis with restriction enzymes of six base pair recognition. Hum Genet 68 : 324-332,1984.
2) Horai S and Matsunaga E :Mitochondrial DNA polymorphism in Japanese : II. Analysis



with restriction enzymes of four or five base pair recognition. Hum Genet 72 : 105-117, 1986.
3) Horai S, Gojobori T and Matsunaga E : Distinct clustering of mitochondrial DNA types
among Japanese, Caucasians and Negroes. Jpn J Genet 61 : 271-275, 1986.
4) Horai S, Gojobori T and Matsunaga E : Evolutionary implications of mitochondrial DNA
polymorphism in human populations. Human Genetics, Proc. 7th Int Cong Hum Genet
Berlin (ed by Vogel F, Sperling K,) 1987, ppl77-181.
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