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fank =L, ENMAKFEFETHRBERSOARER TEAMBEH T dystrophm Bis
-T“(Dﬁﬁ%ﬁoto ERIIREETH -7, RAREOBGHEEFERICRT 5 RERSE
EF2h. FENRKRRERZHMOBEY2TA N7 A4 MEVBUETHBEEZ LN,

F-D K EEMBEA, BUA a4 —

A. BIREM

BAGYER R BILER R 22 O DN BB FERIC
e RRBEEATHD, T, 5 TEHFEN
T i EDERBORREE LB
BARTE L ENICHCTHRETFRFELHSL

IZENTWa, RFaGEE L LT dystrophin
RELSTH D Duchenne MFH 2 bo 74—
(DMD),” Becker M5~ % b 11 7 .4 —(BMD) &
myotonine kinase D& D3HER =11 5 FHBEIEM
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BEHHR, RLAEE T2, FERIREDR

VARRTA—BEFLND, INLDRBIT
WL BETFRHSARETH Y ARELE
TEERNRA A~ O — I REREEF2
MrEmRBLTHREZBTOL IR o7,
AR TILFRK 10 K12 DMD/BMD 72 5 OF
BB X b oY o — ORAERET 2
WraamE L CHBEEZ2 LIz ADBERYH &
EREL, FLEORISTOWTHRET B,



B. MIRGE

FEBEFITER 10 EEIZE LOBERTHREME
FFEBOREMBGFE2HEHEAL TXREZL
AT NTHD, FERERICL YRR
HEEBUEREE. ARG HETLHE
B . ABREFZHNAERAECHLII LMo
TR A < X DERERTHEMRA T —
L RFarky T, R DNA RE
D—RE e ik S BRICOWTHA L, Al
{mAB#e b ONZRIEATEE 7 O B D 244
COWTHLBGRFZRTOENO el I—
T4 T TRFE L.

BETFHREDFEIL DMD/BMD £ Tl
dystrophin #{&EF DR DOFH 4 Southern blot
e HTNT PCRBFTHRB L7z, EiFENE
T A a7 4 —EBEV M| T myotonine kinase i
& CTG repeat TERHE L 7=,

C. IRHR

HAREILBE 248 R 2ADF 44 THD,

FEIL26~33 B Thotz, ZTDHhO3IAETE
LOREABGFEMEFREL TR . ZOH
HiZ 240 00REEZLCELTTHY Mo
1 & T AS B TR L CIRHE O IR 23R RIR O
GIELZEFICLELEME ThHo T BETE

HEARIRETH D T L ITMBT DO ERR 7> H DA,

FLEBE FRSE Tl DI ETho
7o Bl FERZRER LR, 28 B0 1
T TIIBEAREFRBORKRESAARTSH
B LY, BEFRMILERLLhol,
2 AR ERIIRBEAGREREEC A b
S —IRARLTED RREDRETZEE
M L7=s, Wb EETH =,

26 DR L TWARIROEETE
Wi a MR LTHKPE L7, FIREE TILsORD 30
A HARITREFSHE L. 55 MIFICEKT

DFFEEZ 45 BMD STy Tna, T8
NIiRILZ 2 FETAIBARETN T ST
{f7s BMD & 72 5 ATREMEAS 3 % 72 BIE, KGO
R T DB NEDZ L THY R
DFRLELERTHo=, BMD [FEEEH#
ERERE LD FORBIIMATHDIZ &L, F
A REORGHERBIZNT L FEARIE
BMOHA FIA4 EREFRBEETHDZ &

72 E % BENCHE - TR LIS, K - T
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ROBGFZHERSHEIN, ZDHR
BEOCERICY > TIHEMNREEETRRER
DAREZE/ T, FARMIZZAE - T dystrophin
B TFOBREZIT -7, XL dystrophin Bix
F 7 exond3~47 WFED KB TH o8, IO
BRIRCIIARGTORBIL o7 e BEIE
OHREIERT LR T,

D. &¥

YR Ra7 40— RER I LSBEEHE
BT TRt O O RAET S EE K
BOEIRIE, L L EEIZERRARE T,
T2 VTHY KREEED T HHED
DI 2w, 25 LS S R BRI
UTREMBGTFEW 2 — I EET2Z L
IEWERMmE SO T~ 2REZ4E L D,
AEVhN BREEHERZ b5 I RIEAR
BEFE2E S LTS LB EEREBRERD
2IAT VML LTIV EOHE
BEHIESAmREL L TRFEETORES
LM LEDRARBEDRETH>THF
EANRIRZN A ER L TEM R A TTRE A
Lz ¥ AR L EFICERICEEST S
bOTH T, BNSEOFITNTR L IBET
BUWREBIETHY 274 T NOEDEDRE
B HECRARBEE L OTRRICR
PSRRI T4 T v Me b TNTE D HK



W25 2 BAREZOWTIHERMOE I BE N, S
%, BERICHT 5REHHK, REMBE TR
Wrot M EFISOIIHmES I LBRTHRS
L, BRGNS 2 B L THEEI S LTl
VERHDILEXLND,

E. #

R BSIE CTLEB AR B DO EITAE )2 E
EHEfRR B LT b BIEATEE A2 O
SHEFEIEWEER ST O WROERE
EhbNIBEOHSER ETOEHICRL
TIHBEFE L EMA TRFORLFIIRE
REREBRDHY . ZORKOEBENSEOBRHER
FEETHLLEEZON,

F. #RWX

1) Yoshida K, Nakamura A, Yazaki M, Ikeda §,
Takeda §: Insertional mutation by transposable
element, L1, in the DMD gene results in X-linked
dilated cardiomyopathy. Hom Mol Genet 7.
1129-1132, 1998,

2) Yazaki M, Yoshida K, Nakamura A, Furihata K,
Yonekawa M, Okabe T, Yamashita N, Ohta M,
Ikeda S: A novel splicing mutation in the
ceruloplasmin gene responsible for hereditary
ceruloplasmin deficiency with hemosiderosis. J
Neurol Sc1 156: 30-34, 1998,

G. HBFRHEEORF/RKE
3L

12



JBARZRAERMEIE (£ N & - BEFIERIFREE)
THEFRAEE

Lowe JEMREF BE OB FHHT & ZORRFA VAN —1Zx T 2B EHH

SEBREE  ARBREE

(RINKFIEFHEE B ERF)

Lowe REMREFIL. AWM - EEORERY - BEF L0 5 X @gBE 0% FHE
KB THD. i, XREE LD OCRL] BEF1IEEBGFTHI I LB L,
A b= CBRRERORMBRENRER THE I ENAL NI a2
ADBELFEBRL, OCRL] BTN EITo. FOMRE, EH 1 CHEEETH
LSRBNLBFIEEENE T RAER (27 V212 C1399T) A3, Ef 2 T
BN LBHERBA L TREFIIGEINLZI ATV RER (27 V2 15:CL743G)
BROLN, FNFNOEMDBERICR - TWBH EEZ SN, REBTIHIGERE
RWTHhsEE, BETERLE LARBERETSERIL 50%THE. LEOEE
FRESRIT. MERIZBONT, HARZE-CREELHICERA TH S L Bhhr,

F-U— K : Lowe SEfR#. OCRL-1 B{nT. BETARIT. HAmTZE. REELN

A. BIREM

iE & B
oculocerebrorenal syndrome) X, 1952 €£{Z Lowe
SILE > THRHUD THRE SN AREONEE,
e, RMEEEL LT 5EKK
HEREETHD. HERETIL BREFEMIT
BRIZBOENDZ &b X SEflbIcH B &
EZHITE N, TFEEFMBITICE Y F 058
WA Xq25-26 (2HIEDH S, X Rk - i
R D P TR A A B £ VA AR o0 R R )
ROEHF»L, FILIZNWBTS5EEGF
(OCRL1)B3R-2d3o 7. #D% OCRL] #izF
RICHBOBETERANRFEIN, 208K
FRERBOBEERET LRE SN K

Lowe (Lowe  syndrome:
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FiE A /v b= ISR B R EE
L7 /BRI EZF L, BcFEYD (BO)
WA S =AY A TR TTFRT 7F T
oA P b= 4, 5 T RS F AT 7R
—EESEL o TNAB I END FEITS /o
=V VIEERBREEETH S Z L HRE
T3,

2L EMKEEETH BRI ®R{E T2
HEFRBEEZ2L-EHRETO MM
Lowe SEMRRE 2 £ 21288 L. FEERHTE & O
=R 2 7O iZ OCRLLERE T DR
rafroi-.

B. BARAE



BRI Lowe IERRE 22 B L UOEOFEE
L EM T IBOBIR, EF2 T 2EO
WIBG Wb . SO, R EEE3E
ERBE., BAR T IV BRERYD, FO8H
WAy N UTRETBREOCANELRED
7o FEF 2 CHEHBRFEBICHLANELE
7.

Fikix, BIROBHESFMAL S mRNA 2 A
H{ L. cDNA {ZZE#1# P C R{E T OCRLL #{m
FHEKAHIE L. DNA F— hi—2J = 4 —
FROGTIEREINZRE L.

C. BIR¥ER

FEH] 1128V T, OCRLL #fn DTy V2
12000 1399 FRBDL Q)BT I (T
CERLTCWE RIS Y 391 BHD Y LE
SUBKIE FAZERT LT I BERD
LB EZBLZLNE. EH 2 ITEWTIEL,
OCRL]1 @&EGFH 7 V15 OO 1743 FH
D R OBTT = (GNEER LTV,
ZhicEY 505 BEEORY BT AF= L
T+ 57 I/ BERBELDEEL N
DNA #A— ¥ —7 - TH L BT
OEROERIE, B2 ETHLHER SN,
ThbBES | CTRERMULEI AT FT
54— & BT PCRIETHER. FIRREEE
Rsa | THIBMTH L35 &, BETITHE{L
S, IEWRTBER CIREk S o .
FBERITEEHF A LN SHESH
T OmE SRR B, R 2 T AR
fird 77 4+ —THatatk, HIMREEE BsiN 1 T
BEIERT A 2T B & BE CIIE Sz s,
E#FABETIIMbEEIN2 o/ FBR &
BHEFRZERECA LA EHES N
FWROBEEBR O, EREQCEHDOE 2
BITIEEABE LB LT — o Eod.
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bt Lowe SERE 2 #lizB W TEOE
GBFERFHOMNMILE. ZNHOERIISE
TIZBEDRWL D THo7. 2EFOHTE
DERIAOTR 2 o =R GERIEOT G IR
7T, b TEELL T\, 1 ITEETF
ERIZEV2 884 7I/BEDDH 390 T I/
BTEADHRMBAN Yy T LTLEIEEL
b3z BELREEL LTRLEREZS
LWl b CDERPRBERELE
FREBZ LN, —F, EHl 2 iR
S0 ZBBOT I VBMERIT, TOMEBIEERE
BECEELBEDND R CEREFES
FUT-fEI (conserved domain) (285D Z &, B
PMERECHIBREBFHRBICHTFELR
BICEEENTNA D L  RERNOERIEDE
P EFAREBN 100 AR LEREZED R
W2 EnE  ZOERBBIROKRIZE > T
HEEZ LN ER LR EMTIETFRAD
Bl T D BE TH - 1= 05, BRIBEN R B
Temh, FOMAKEERRAEEZILNL. '
FEOBETERICET AHERIIEERFRD
BEIT Y VIICHERTHDLEEZ LI,
R E 4 OREMOBBIE R Hivi, 3K

BENPHDE LGS, ZOEBITHAERZE®
RIFEDUNEAENDTETHD.
E. #&

Lowe FEMERE 2 & DRETRTLITV., 2/
HOBTEEFERZRIE LR, ZOBRIES
UHFZOEEHEBICERTHILEILNR
Fialh
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