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OHEZMZITO &, BYRAERPEEHEKZITOTOKDATHIRTHS (¥
L—RA, IFAN—AEZF). BEZHIL, BRFTRICEDOTAERERD
bhBRICITS2EE2ZERL, DA MNOT 1 ViEGTFETD S VISEHERB#ED
SAMO74 EBDOBERICKYITO (JL—KA, TEFVALANI 3).

OBEFHREICEL T, FHOHRAERAE (> T74—LK - Ot M) OFR
ZITV, MRPNMNROBEETHR (A T+—LK - TV ND) &2BBIEE2ER
TB(JL—FKA, TFAN—bFEZAY). £, FERISETYE - BEHEOE
BThY, BE - REICSAZDELSMMEDSRZV D, BEICIE LU TEHFR
ICEBBEEAV ) DV ITPERREDDDZIEEZZIIONDLDICEET S (V
L—KB, I¥R/IN—bhFE=ZFD).
CE:TA4>T73—LK-7EVN] &lF, EEREBDFEDICEETEDLS5D
PRI EHAL, FOARICOVWTFEDDMBERDIZEZLND)

BR- 88

BUE, 723 =y 2®fHY A ba 7 4 — (Duchenne muscular dystrophy : DMD) {2 Ltz
FAFRIIS U720 REOBBIED SN TV, ZOOBETFHMOEHRINER & ITEL
TWwa. 20X BRBIRICE U7 AR BOMEEZ WO W Clb) 2 Ak 2 52t 3 2.

e - TEFTVYR

1) HEEZHOER

DMD ZTV A b7 4 VEIETFERIZEVIIET 5720, MECZHIETA Mo 74 Y &EEADOH
HHHVEV A T T4 VBIETERAZFET A LICEViThbNs. EHL XV TDMD &
ZWT A L& o T, ERNIHT B BAEEE R B ORINIS U7z #Y) 2 D B RE R 5 0 §F
fii « WEHEEATH) S L IIWRETH S, —F, MBEE BT 2REAEDMD 5\ IZINERTZH R &
DBZAHR, BIERIEHHED 5N TV 2 BIRFA RIS U872 G B E O #IG & M3 %
) 2T, BIEFLRNVTOEEZHAANRTHS YW (TETVALANI 3).

2) MEEZHRDBFHEA

DMD 23§Eb 723613, SO DMEEZMOEFRZ O N, MRB L 0N ZEZE L, #h
WCHEEZW AT 2 EAEE L. DMD Ofy, AR OB R E ORI, ARIEDOFKIEIE,
B B VI A % 64T L 72B31C AST, ALT @ ER- 2RI SN2 L 2212, iE 7 L7
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F ¥ % F — ¥ (creatine kinase : CK) iz A L, & L\ & CK IIUE (F)VE <l 10,0001U/L
Db 2#R8D5ILhs, RIEXEEDNS.

%k, Ny h—RHT A a7 4 — (Becker muscular dystrophy : BMD) &, [FLY X b1
74 VEEFOERIZEDBIET 525, XVEIETH L. BEOEHEEL, ML S CK
MHE %2 ZAEIEED NS DS, B2 OAEEZ I RIBH S bH s I (TETVALAN
I 3).

3) WEZDTE

OYZ2 b A7 1 VEEFEREOR (K1)

VAT 4 VEETIETIOEOLLY ) Dk b ERREETT, bOEORETIE, DMD
TR 1RV LEEOT 7 Y VREH60%, BB 8% DIEFNIA LI, 5D AT vt v AR
AT TA Yy 7ER, 1 UESREDO RS - SEALR LR EOWMUNERTH S, BMD Tk 1 %
WL O 7 v VRED67%, BEFI%DFEFNICALN, F vty AERY 3% DIEFIIA
55 (M1 (ZTEFVALNIL3). Af - RECEZKRERETALNZNW Y (TEFY
AL 3).

@&z 7 & RIBA DORIR

DMD/BMD THOLNAL YA IO T7 4 YRIZTFEROBLZ6FII 1 2w LEHDOZ Y D
K& TH%A. DMD TlE mRNA FIZBUF 2 K&/ EEOBEEED 3O TR (T b - F
T TVL=2L), FOlO, FTNLEOT I VBRI TNEZEL, CHFEFTIYA ML
T4 VERAVPEREINZ Y. 20X REARARETH S0, HMKEICY A ba T 4 v
BEHORBEPALNTEIEM & 2 5. —J7, BMD Tid mRNA FIZB) 5K/ BEHEOIFEREK
BIDHETH LD (LY - 7L—2), 73 WHRARYPIIHERFINTBY, CliET&
ARERENL72OBERE 2%, D) —=F4 7 - 7L—=20ICXDITE A LDRERDE
BRZHWTE 5, B L H 5. MEREFTIX, @EFryEry 2AERIZICHEITYA LD

(- )

F—TALFOCER06% D F—TAL POVER 2%

LEHEE 0.6% TZ TSAYVLIRE
1%

BI\RK / BAEE 8% WINREK I HBAER 7%

2T T4 AEBUEER 9%

1 DMD/BMD TH5N2IR hOT « VB FEEDEEDIEE
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T4 VERAPEEEN WD DMD b, LL, ATIA Y TOREREICI)FY
LU AERETHSoTH BMD OERBME 2B L bH D
ZHTOFIR (2 2) '~

1Z U 12 MLPA (multiplex ligation-dependent probe amplification) (2 & O f##r 3 %. T o
FEZEVETI T Y v ORE - EEEREPOEEEICEHT 52 ENTRTHY, BLE
TEOEGIDOEREFETHIEDTEL. F/2, KK - BEHORREOZM L WRETD 5.
REOEERELT, H—2 7V Y ORIIREDVALNIEL, HERGEIZX ) FERPE
fili SN2 REVEAS S 5 DT, PCREE - EAEMEARCHIBNTE T, KED D WIZHEROMERT 5
VENH B (TEF AL 3).

INHDIEIC L o TERZE LR WSS, BiERZETS 5. SHiEMERICsT2 Y
A N7 4 CREMESRAD S VIEY A S T a v MEIC L) DMD/BMD DS A ]
BETHhD W (TEFTVALANIL3). REGRE L &2 Z R UMK EE T 5. fHidmic
XoTVAMNO T4 VREIEL B SN ETHoTYH, HMESHMOERZEZ AB/NERD
[flE % ZIET 5.

NEROFERT 7 5 DNA ZHlWTELY Y Y BIUORAOA ¥ b o v 2 HHHie il
PR E Y RITIEC X o T 9 %, & %\ 1 reverse transcriptase (RT)-PCR % iV THi A
HHVIEY) YNEROYA BT 4 2 mRNA ZHEL, A7 T4 Y Y TREORBEEIT, AL
R EOBUPNEROEEZAT) . =27V Y ELOREEGIFN T OH T, TS 0 1 >~

4 )
DMD/BMD £E.°
1BV LSBT Y ORE - EREE (4)
DMD/BMD
T2 kA7« EA
EEhL BEEH)
oYite3:) DMD/BMD
5 J s % B - B E AR A -
mRNA % Fu\ /= RT-PCR (2 & 3 fig#t > WIER )
L RBICHUT
LB AR LEFEEERT (%)
. J

2 YZABOT 4 VELCFEHFIR
DMD/BMD DR 5w JTHREZKE 5. HENFBET LIV CORELH
(Tt 4 & OHZ)
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P VNEREFEETLSIEIEITERY. T2, FIUCHROAHEEREND 5700, MNER
DOFE & AT L TR D ERET 5

BEEFIRAEIE T A& 1 MRREEAFETE 5. /2, MNEROMITIE 201343 A
BUERFRBR O B A4 7225 Remudy (i B &2 R & L7 BEBFRY AT 4), M RKFwbi e
ETiio> T 5.

@M ETHBRDEESR

MLPA 2 X 23BWd & 2 OMEZICB W CHIETTRETH 2205, TohEEIY ) V7
DTELRBDOD & TIFH) T EDLT L. MLPA FEIC L o THW LA R WAL, BMiiE
W2 KT 5. $£72, DMD/BMD &l S zBicig, BRERE, GOHi S PHEOS L, B

FEPOFHGELEOBICHE R &, EMPYREUNLEL 25720, B & ORI E Mt
BN T DL LEETRETH 5.

T/, BE - REOFLETERL L LMEEZH 2 Tb R WG TH-> T, DMD/BMD % #5
WHROVED L LTEHICES, AIHEOMZEL 5N, XEHEERETH 5 720 Mixk
PRI E T B B et omfﬁ@&ﬁ@z%Uz&%ﬁﬁ%%#%a

BIEFERIIG U2EE e LT, REZEEMICBWTT Y F Ry AF)ITX I LEF
ko Tz oy - AF v ¥ 7 %FEL, 7TYbh-F7 7L — Aﬁﬁ%4>-7v~AW
BT BIEER, BIRL NV TF v bV ALR 2 HARIITHEE R EOREIED ST
w5,

N ek
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probe amplification of the dystrophin gene. Genet Test Mol Biomarkers. 2009; 13: 427-431.

13) Barresi R. From proteins to genes: immunoanalysis in the diagnosis of muscular dystrophies. Skelet Mus-
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Clinical Question 2-2 2. W - 540 - & (n

BAOEKk, BAICSHT SEOEERISD

i
£

ORBBOFEICHEEZHEEMT IRICIE, T, ETHEDKRTHRIE, FER
EQERLEERE, ZLOMEDPLREINTVDEVNS ZEAHAL, HMESTEL
MICEEKEZZRZ TS5 LDEAS. BEEFICEMTSEICIE, BEORRREE
PRIEDZFEZZR L DD, ARPEMOBIAL EXRKEEMHK LD SERREMIC
BHET>TW (JL—KB, IEFVALANILS).

CEEY

HHNTHET CHDE I EDTELRVIETH Y, BH, KEAOHANLZREL K& . 5
WKELC, HEEITRERMEBEDI)ZIENIIOVWTHENZEE, TOCQEHELTL.

s - TEFTYR

T2y X T A P17 4 — (Duchenne muscular dystrophy : DMD) O5HIZ B % T
ETF Y ADH 5 LT RO O e h o7z

1) BEDORENDEA]

ZWIEE R ORKBEANDOEMOBE, T X T2 BT L LEIZ v, K2 20 CIEfEZ%
HMEImZ T L. W%, ETHEORBETH )BT TRERIIEZO RN E, T, HAD
KELZREEZDLPYVRTLLEET LTS, BHEORKROZHFRBENBHIILINL Z 0%
W ERS, BAOREIHRAICK L THIMERARDICA 20 TES X )12, EROME
IS U7z in ol ), BT 7OSEAFRIIEHEINTETWDE 2 L, HEREIIZEOIIRS
BERBEOGAEREDMEZ A LIICTEH 7Y (TEFTVALNILE), Sk d ks
W ZERRZ, BEIZL U THRERERBEEMENORMN D ERT 5. R iing
% &M EER iR T, RN T RE 2 iR S S EATKYITH 5.

%

b
oF 394

2) BENDSEA

BENOEANL, B E BEOREV;MHE LT, Sz d 500, EiiX 2 3dx5mo &b
SHEMET o0, BABINERERZPODLLHIIT L. HHZT LRI L TDMD &%
AT 2727 ¥ — MRS X AT, HH% 2 72N TR 2 & OFEIRDIE 12
D, & HREORMERIET B/NARFEOEDPL I H D 1) NEAREE R 25
AT o 72T, —EFRL LS S RIRR 2 E B LR M E o 72 AR
FISENZ T A0, g, TR SROBEOWTERNEZ L, LX) ZNFIIOVWT, &
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BILEDIHITHP L T 2 RKBEICERL, AEEHRTBLEPHL. £/, 3T 5
R R 2 IS L, BB OF R, Bz A0, $HUP—HMICRbRnwi I
EET 2% BBEEROETE LB, BHEHPISHADZ EZHARIHMRLTWZE DS
{, BEDPSOHEMIIH L TIEZODPLRVEIIIHEDLIEHRYTH 5.

WA Z L THBEIAE, Bk, BLAREDEEZD, KHOFHEE & ITHA
ERUFANTVITDEH %D e, BREXZDIRE BEREREOPPDY T, %
72l UBEGBIS VO (E7) O ENER IR - TL 5. HMkIE, BERADPHKUIOWT
MY 7o Moz FITEHICH 2P TELRRZOL LI EDBRYTH S .

R ZERRICAVSEDFER]

COFFIIET AT AR L, HEHOBIEENEY T 2R, BHIEHESENET S
» HEHTANELREEZDHONLOME LAY, TRENOBHE, RIRICEG- 2B THENZED
TV DONFLEF L WEEZ NS,

N ot

D w3 ZULRSE, EHET, 130 YR a7 4 —BENOGA P21 AR A A
i A EZECR WY X U7 4 —ORFER LI TALICHT AR/ A ba 74—
W) IROEANC Y A RE TR WFFERNCR R

2) BINERT. BMWREZRA LT ED LRENOLOTTHA ¥4 ¥, FVREEREY Y —2250
IRED, (2005

3) Poysky J, Kinnett K. Facilitating family adjustment to a diagnosis of Duchenne muscular dystrophy: April
24-25, 2008, Miami, Florida. Neuromuscul Disord. 2009; 19: 733-738.
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Clinical Question 2-3

2. W - &A - Ein

BIGICBd AR ICED L D ICHiD T 5D

ig EMmEED, FLEICKU TEYNARFRICERD Y ) IPEEFEHERITS
NBKLIERT . HEICHLC CRACERSFIBEDERZERIS (/L —FB,
IEFTVALANIL4).
Wy,
BER - B8

OEEFHFHEICE DV THELRBRZREL, MREPREHECEEFEHEE
ICEALTHRNICERRETEZALIXETS. BEREFRRZFHOMERMEIHDIK

Tay AR Y A a7 4 — (Duchenne muscular dystrophy : DMD) 3 #E{Z KB TH
b7, BEOZW 2 BRICKENOBIZOTREVENSW S0 L 2 5. B & FKBEAME 4 ORI %
HEL, #ISS 57201213, BEEANRERORMEZT TR COHMEAN R EEPEETH
5.

s - TEFTVYR

DMD ¥ X ##E A THEET 5. BHEOBLEFLRIE, BHRILEIHLIAELLERTS
5. BEOHIMEE I FIEED» D553, BRI ETH L. BJ7MLHE KR D
<, MRICEBOEE - RRBDPVL5EE, BEBORRETH 55, AMileo—ifice R
ZREOAIEMILEY A 7 O LB L LN S NG, IBERIOSEIE, Bk (PRIKE X 7213450
MMLES A 2) F723H L AELERTH S, B RRBED» G2 H 57201203, Mk
v, BBEOERZFE L2EL R CHETERIZFMITZ1T) (CQ2-1 ). ZRE
SN7EE, BBPRRATH Y, REEBIRO50% 0 EHE, KRO 0% REF L % 5.
T72, MoOMEE b EREZFHOWRNELH 5. ERPVFEE S Neho 7251, HLIELE
EEOWREVED VS, BOAIEMILE YA 7 2FOWRENE D H 57200, RFDPEEZ o0
RIS — X D Sn Y (TETALANILA). B, BEOERZFELHETRREE
BHSTE WG, BEOLERPFEE SN TV ARWEER, RINEZE TERDEE SR
% THRNEDO RIS,

B 2T 7 BE E XKL, RIS 2 ISR T, MR LR AN OEE, Kikat
W, SEEFRSH (EEOBN, Mg ORKADE, HARBE, SRS 2 &2 1%
WM e RO TV D, il 4 AOBIZARIRIE R O X AR, U3 2 B, IV
ST 2ER T LKA TH LD, SMREVHG O L MEZPIRELL, +50 %M
WCHEDOWTHAMICEERETE 5 L9, LELIRE ABO TRET S L PHETH 5.
FHCBIZFERZROWREIED & 2 PRI 10 L Tid, SIS U Tl 2 B E (s 7
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7ok IRBIBTEMEZTOND L RET 2 LERDH L. REBAIIIET S WTHENES
VER 7+ 0 —T v IS 5 EHRME D EETH S (CQ2-5 ). KRBFEEDLEIE, AN
PEREAM 2GR L, B OBECEREZFZI ORG24 T & 24, 2 ofEL
TR %2 BLEM IR 2 R L 2R A Tt it 2 2832 Y (TET VAL 4).

BIZTEHRICIE, BB L 2w, MEE R T—HEA S Tw b 2 EOREDH 5720, I
NP HDREEPLETH L. T2, MigE OBIZFZI 2 £ 5 7201213 EE O
WMHBLEE 2 B 720, FRNTRIZERDPEYNRDNDL L) ZETHZ LaROLNL P
2013 42 3 ABifE, HATIZ, DMD A 8bN 2% EBH GERIERRE = &) 1063 5 85Tk
(4,000 ) & ZDFERIIED CEIEA 7 1Y) ¥ 2 (500 20 BRBIRS N CTwa. —J5, fielk
D% WIFE N 2EEA Y ¥ &) ¥V RBEEFBMMEIERZHE LTEBIN TS, £
7o, MIZEREMEE LT, BREEEMELREEEA Y 7 —PER I TS, LE
(G U CRENA O B & s U, B & RIRIEY) R 2 e fit§ 2 2 LRk b b,
#IRA Y ) ¥ 7 ENlERIE, WTASR Y b (http://idennet.jp) R, 4zFERE R+ PEHRHARFT A
23k (http://www.idenshiiryoubumon.org/) THE T2 2 LA TE 5 (TFA/N—hFEZF
).

HERZERRICAVDERDEER]

HRRE IS E LRI, HARRRIC L o TER L7720, ZNZMHICHEEL, TS
TOLENH L. BEOBMEFERL, BHRTE LI LI AELTRREDGH 25 2 LI E
L. IEREZ B R BRI & T HdR b 2479 . MR BRI R TR 5 X ) 0T 5.

N ot

1) Helderman-van den Enden AT, de Jong R, den Dunnen ]JT, et al. Recurrence risk due to germ line
mosaicism: Duchenne and Becker muscular dystrophy. Clin Genet. 2009; 75: 465-472.

2) MDA, PPMD, TREAT-NMD and UPPMD. The Diagnosis and Management of Duchenne Muscular Dys-
trophy: A Guide for Family, 2010.

3) Sejerson T, Bushby K. Standards of care for Duchenne muscular dystrophy: brief TREAT-NMD recom-
mendations. Adv Exp Med Biol. 2009; 652: 13-21.

4) Eggers S, Pavanello RC, Passos-Bueno MR, et al. Genetic counseling for childless women at risk for
Duchenne muscular dystrophy. Am ] Med Genet. 1999; 86: 447-453.

5) Plumridge G, Metcalfe A, Coad J, et al. Family communication about genetic risk information: particular
issues for Duchenne muscular dystrophy. Am ] Med Genet A. 2010; 152A: 1225-1232.

6) Parsons EP, Clarke AJ. Genetic risk: women’s understanding of carrier risks in Duchenne muscular dystro-
phy. ] Med Genet. 1993; 30: 562-566.

7)) HBHAE. ARG Y A a7 4 —HaO@EHEROBN & EIRMZ I OREE IOV T, JLARR -
P BT R R ZE 03 772 2 b a7 4 — ORI O 4 S R O JLIR & kb3 (2B § 2 i 7E—F
1% 8~10 4B, 1999: p349.

8) HAAE, Wi, WLk, 32, YA 74 —HECB ) 2B EMBROTHITE. FAE
A - e BT RRCER MBI & S A b1 7 4 — ORRIR - 925 OISR B 2 0P 78—k 5 4F
£, 1994: p36-38.

9) BT, KRIURT, MlR, Eh BV A e 74 —oREMsEHe 7 542y bo=—X &
AR - R BIT R RECRIIZE IS M VA a7 1 — ORK - SES R OB A e
)% 5 4EEE, 1994: p33-35.

100 HBAE, ETF, &WUEAT, (32, HABH YA Ma7 4 —HaC B0 2 BEMEROBUR & #Ha 720
OEERL. JEEARE - ISR ERECR e T B Y 2 b a7 4 — O - 3 R ORI
3 HWFE—PIK 6~7 4ERE, 1996: p18-19.
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12)

13)
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- S50 - Ein

KIRBEART-, fLsEd, RHERT, 32 YA MO 7 4 —OBEHSR—ZFOREE L DL v ~—HEiE
RO F—— HHLTERFREHERE 1992; 62: 1118-1136.

YRR, B Y A b0 7 4 —IERRC B B R O & MR, RS e BT R
WFZE i 2 A b 17 4 —JEDIEE FRIR B X ONEFRIC B3 5 WF7E—IRAT 58 4FEE, 1984: p44-48.
LML BETBIICOWTOREOLID. JEAEGRKM - Ak B e R B e MY A b
7 4 — OBAZAFR S 04 S IR RE O FEIR & X B3 2 WFZE—F K 8~10 4FJE, 1999: p346.

(&EEH]

a)

HARRE 2. RIFICBU 2 @IRFIRA - BWICET 244 74 >, 2011

b) REFPESS. BRFRECHT 574 K74 >, 2003
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Clinical Question 2-4 2. W - SH - E(n

HAERMSZWIE ED LS GiRIEY - FBNEEOE EICE
DEIICfTOD

OLAERTZRT - BRATZERICIE, BRMFIHICIZRER IS () OBIRICEHETY
SRIBNREDN DY), BEERITDLEPETOREICILHEME - BEFH - BEHR
EADDBID, FENHZBEICS, BENT Y 2 THHIHE S F-FPIHE

HE OBNEERTS (FL—KB, TEFVALALSG).
L OHERZENE, #ED L IFFKZHRML TREOHANZEHZ1TL, BROBEO
AERDEEEAND (JL— KB, TEFTVALANIL5).

OBRAZENE, FAZHETTEIZEN (B) 2RV THERMBHRCRARICRET %

(JL—KB, TEFVALANILS).

Bx B8
HATIE 2013 4F 3 HBIE, MARTZE OIS IZ OV TIE [HAFNIZATbI S AES L %K
B3 % bR 1° BHIRBIZ OIS SOV T [ERETZWTICE T 2 WY ISRz ET 5 h
TBY, wIhd7Tadz v XMFHY A a7 4 — (Duchenne muscular dystrophy : DMD) (&
HUTHEDERP N TH L. 72720, BHRRGEE O ITRR AL 2V RISIIRET 5.

R - TEFTVR

1) HERIEEHT - BRRIEZH CRB T NER

HAERTRSITE, REAER 2B EEREICREL TOLWRENH D, MAEICL D EOR
WEBEITERAME O, AT R SHEC O W T Rdil 2175729 2T, MED
MEST DA TGS 5«2 FEBITIE, MENTRBM 2 G2 5 /M0, HIRAHIIIL TH 5k
KT AHZEDDHY, KAFHTREE OBZFERVANLLER, B HET 5 LMEOR
HWEZW bR T iRnwZ &b d 5. MBI, FRIEIR O %20 THRE - Bl 2179
LEDH Y, HEPH o THEMWIHATNEEZ S5, BHICHETTE 2NEFRLOS
ZEbdnH. MENBWEHET LY, RN 5 BEAE OBZ LR O 2 HH 2T
BL, REEZWZITo729 AT, FHERZREIRIC X ) BERRRGZ S o TR 5 2 L%
FLWW (ZETVALANILA), £z, BEPBEL TW 2tk me B L2254, i
HRH K OEIRNC O L 3 B WD D B 720, & O LOMIE M § 2 LEPH 5. ke
Mg B4y, PR E %5720, BRI SRR - RIS R & 2 AHEAEL S 2 LT
S, LHETOFFR—- FIEETHL. MEMBHOGIESL LT, THICX DRET H
RETEIC OV T O IEHIR IS 2 LEAH 5. F72, RINF TRV EBMSNZLMETYH, L5
HAEHA 7 CERMI O —HRICE R 2 F72) OWREMEIIFR D, R L LR ZFHOW R —HKIC

22



2.

¥

¥ - S50 - Ein

ERTHEWI LR, KFE2ZRDRENONHE LTHEET LY (TETVALANIL4),

HIRFTZ L, ARSI BE L 72 RE 2 BT R HFE SN HETH 575 2013 4381
TEERRIZEE L TED T STB ), HAEMAFRASNOWGEDLETH S IR
OFEIRED DS, 2RI (1) DI B 5 2 B REDE L % .

AERTZW - ARFZIE DI, El L2 X ) ICRETREMDPE4HY, EfichHoT
ERWT 2 21 B LR T OFRRITITRGAY - BRI - EFWAEIEL L W (TET 2V ALA
IVE). WMEND DAL, RS E S o T, MAEICHT2B8MOA L 53, My 2l
f2AY > ) ¥ TEHIAE - 2R PR~ ORr 2 BT 5 V2 MR ICRES OBEFERD
Tz 25813, AN (FLEREHED) OREZETT) 9187 5.

2) HERIEZHORNEFRR

HARTZIE, MBS L IEFEKRDSRBIEHROMILZRIL TITH . #EBI, ik 10~14
B, FAKIE, IR 15~18 ETHRINT 2. IR, OfFEHE, @ORETIE O/RFEE, @R
HEZROWRENMEA D 5. DMD DRI CTI&, MHHESEZETH ), LIREHBIL 728
F121E, FHIE LTOP@OPICOWTIEZORERTHE L Z Ly, IR LKL 72354512103,
E5IZODQh DB LEIC 2 b, BEZOBEFERORICEY, EMHEMEAE REZ )
ECTHEOEROGME TR T (TETVALANILE)., REFOERPAPLRYEE,
SN (B3 OFRIKROBIZTF OB Z VT, JRESBIETFARZ ZTHCTW 2Rtz PR
) THET 22 L b b D05, BRFEICHNZMOMERIIM N 210 $72 WED L
IR ZFRIS B BB R HER OB BHADOMBEATRA T 5 Z L1 X ) IEEZRZWA T &
ZOITREMEIZIAERALETH ), HBONEZHAGDE D 2 & THMOEIMES R T 55
BB NP

3) BRRIZEIDRNEFRR

AERATZITE, ISR T T & 72520500 () (2RO 730051 L 72 IKRE &2 IR & IWE5) o — & £R
WL, WMAFZW & Ao TRAES S V2 BEL TRV EHIT SR 2 FEIR TS,
P9 U IRASALS B DU Tk v, B2 & 0 IEREISAT 9 72012, IEIRIR IS FRIAE % fF
MT 255055,

R ZRKRICAWVSRODERER]

DMD DO AERZEE - FRAIFZINE, IR SHEEFEOBIETEROIEM R EHZ TR L
THBLIEPEETHY, WEEHLYEEIL, BHNEHE D > THMEE TS 2 &
DWEFE L,
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FE—T i 8~10 4EEE,  1999: p266-273.

FORAR T, FIFRT. R OEIRERIZ TR § 2 MBI, LR SR ORE (D HY 2
YRR TR M A S MO SN HE, JEAARE - M TR R M7 Y 2 ba
7 A — OB O A S AT O LR & HEZ RS 2 WF7E—1 ik 8~10 4EJE, 1999: p158-161.
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Clinical Question 2-5

2. W - &A - Ein

REBOFRIMRILEDRE T, EOSIITIEREET
h, EOLDET 407y THhHED

HE BhfE, DHEEETHPEL, MNEEPEBREZHSIIEEHD. DHEER, o
2 ERCERRIIETLS%0T, AL S FIC1EH, FHEITEHIEHNERL
W(JL—KB, TIEFT>ALANIL4).
.,
BR - B8

OREEDRERISIEREICISTHATHS. —GBOREZE, MERPHROHNETP

VAR YEREIER XM TH ), GeORIRE, 45X % EORMRIE R, KRR
HERD XD IR FEIETRORY, REE (NT OEEK) OREEIRELZnwEEZE 2 6N
TV, 7 LT F v FF—¥ (creatine kinase : CK) MIEDHE L, ] 51 DIERDEND
Z &b B, FEIRDHN 7 ARINHE 2 FEREPR N # (manifesting carrier) &\ 9. Bl 5P i,
SOHICHZEM, KT rIAONEZELHL. ChEFNICOLHBEELAELLZ LD 5.
CNEDHERMIERICINZ T, BRRZETH S LOLIMAAB L KE L, FORICHEZ
AT, 352 LhEENL.

W - TEFYR

SEROHBIAROREIZ LKD), BEOEFRZD WM T V20, RINEOREIRFEBUHE (12
EE) AWML ETE LORTIEETER . REEOREITMEGE & DITHINT 5. FICRK
MOEDL WA, BEHGIERDSD HD1E, T2z v XAH Y A a7 4 — (Duchenne mus-
cular dystrophy : DMD) fREI# D 3~7%"", 15%°, 22%° ~26%" LEAdH 5. & CK IMLfEZ
DMD RKZE D 53%9 ~66%" I1ZHBH. LHIEICDOWT, IERALOBIEIX 8~9%>Y ~18%” T,
IMEIRDFEBHHEE L 6% R 10%° L\ 9 #5259 5. HATIL DMD B ORBIMESIEEIA S
0, FEFEPREE 28 i, 23 1T/ CK IMAEA S ) (82%), 14 11 (50% ) TOHEREAL T 254 &
N7z vy #HEVH2 Y (TEFVALANIL4).

1) B8EHER

BERE CLE M R, W S FREIRIC % 5. HiFEMIBEEOZ LHAL . YA a7 4
¥ BFEIEO K FE 129 1 (DMD 85 51, BMD 44 ) THi I T %t % Wil 2° (DMD, X v
71 =R A 17 1 — (Becker muscular dystrophy : BMD) & $12)5%12, iR TF2517%
(DMD 19%, BMD 14%) \ZA& S 172 % fi T & A3 L W EHi L RUEEOFH LK Z o
(X BRI ST ED S, BHEROMERIE, HEWOZ W DMD RKEHE 27 fi 6 & % < 2
REHTEHIREZ AT bd D, HEMPLAIIHEDOZ L1282%Y L% <, HCTR

n

- 250F - B\
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MRI O WA T b 24 - TR - BRoOEHZERORT L, X FaERORNEELICE T
% Lyon @i X DS N T b, ETBNIBAT R Y A ba 7 4 — 125, MEERREE
66 5 & PRINHZE DO EELE DD 5 Mz otk CRadmINg L e S 5) 101 FloZhic, kL - &
TN 22 5 72 361 (25%) A SN2 (TEFVALNIL 4).

MR TIZIZ AL & BB IS U2 A, A MLy FREDYNE) T—3 9 Y EAT
) ZEDLV. REFEOHHRERICA T O A FHRA THONDZ &b HBDS, LHBITHE L7
WE TR o7z

2) IDERFEIR

DRI OEL VB TR K, BEBHERD & SOHREIIRBEL D 5. —#IZ,
EHERREIRDS 20 W IR EE CHREBIEAEAT X T, ORICEIES ) T wa e, 0T
WEERET LD D AR L DE I, RKRETIROFREED H L OERM OO TIE Y
A2 MO 7 4 YRIEBHEPERH I DL Z 0 0D, EROBEmEmMEE B, ORI
AR TR SN HE LR WL 2EOMIETH D720, YA MO T 1 Y RIBBHEDNZ DR
FTWwEEN TS, JEET DMD REHE 41 fid 5 Flisoo 3 — TR, 5 5 3FIchgk
BLDIE 2 RO 7278, JEIRBLOGAE % #2072 3BT, (OEKIZIER T, S TFidd o7
L) F AT FTIE, DMD REFE 85 Bl 35 Bl C.OERKIEED D, 7 HIHERELLG
JE, 95 5 BIDEERL ORI TH - 728 ZOBEFHATIZ 60 5% 35 9 4EBHR T
&, PERALOAEIX, MWDz 3B 5 H 1 FASLAETHEL, Hzicgplicar, AFF
11 BNCRRD 723525 5 (BMD fRIK#E 39 & & bd 728 A ¢, BMD fREE T 1 4
BRI ORE 2 A U72) ) PRI Tl —# & 0 S IS OB E RO 5b. 16 LT
PREBIZDOWTOLGHETIE, A4 5 7T 24 FIAICPRRELLTE 161, ORIER 2 6, A
HDOLER W LOZI—DOREIT46%IZH o7 W) EY ORDPEHHET, F—A TV
7O 2 FITIHLERE LTI —ICRFIEEO O NT Y, —RIINEORNE TR OHAEIL
NEZEZOENTVL (TEFTVALNILA). BRRTIZ 16 L2 L <Id 25~30 L 1L W
T, DBRBERHIIZ 541 1 MNIATH S EAMER I N T 5. REZOBBIAMEE L 76T,
FEWINLER RO I —CTOOMERHi 221 5 2 LA FE LW (TFAN—bFEZF ).
DHHEDZ W R L OUDTE L R TH L. BERIERST v I 7 v ¥ Y EBEERN
EHROWNIRZITH . IESNNUULOAETORTHIE D%, REEFEOFE LRI TR W
(ZEFVALNIL4), REROBEIZENT, 62 m CHRIRBIRIEBEERE D 720 L~ — 2 2 —
B AR Z Z T 7B ORBErH L P (TEFALANILE).

3) HHEAER

AR EREFEE L TN CIdL, FERICRLZEH S, 1970 ARSI REE % 53
THROETHHE D H DA, HELE QKW EAEDS W TIE % <, WRZHIEMHETH - 7
D, WNBEZW ORI S HENH 5. HADORBMZEH T3 1Q 2MR W TH - 72 1.
PDEZE CTOEL - W CORMEZAT) 2 LA EENS.

HRZIRRICAVDEDEER]
IFEHFITIZ, DMD 7% BMD 2*0SWIZ2TETICV A MR 7 4 VERESEDFIERRAE & L vz
W2l HbH. BMD EBEDOREEDIIET S HE X DMD X D IRWETICH 575, FSIERR



~N
3\'&

¥ - S50 - Ein

FDOESERET BMD 2> DMD 2MTHWT T & v, 2 BIGEEITIE, B AHEESEERETD
[ UEETERZRH-TwbsZ bbb, T2, KEYVAMa 74 VEERE (VA M7 4 3
=) IS, BeBARERE T ORGSR THRIE T A DMD R BMD b & E A,
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Clinical Question 2-6 2. W - SH - E(n

READ MR - HE, B - NE2IHICEEDLSE
DRI HHD

OEEMRMEREEDERPLEETOGHED) AV IE—MERLEEASNBD, ©
WEETICIZERE TS (JL— KB, TETVALANIL4). ik EIHDREFT,
HNERMHEZ S5 LD 2EFDOERIIRITS (JL— KB, TEFTYALANL
4).

O—OREREETIE, DHEDEBEIUETHS (/L—KB, TETVALANL
4). DEEDPFEETELS D, EIRFPIC ADL (activity of daily living) BET
L2%7%, AEBELEEOEHEOHIHIEELVN(/L—FB, TETVAL
~Nb4). BR - NETLEAN - BHNKREIBXICEZETIhDHY, EBRHPE
¥h3(JL—KkB, IEFVALANILE).

PR

=Rl =L}]
RARE TIEERIEEIRS B V727 &b, (DHES#EITT A2 053 ) (CQ2-5 M), ik
R HETIHOTEICIIFEERTAVESDH L. Tavz vy XY A a7 4 — (Duchenne mus-
cular dystrophy : DMD) BEOH LN, EEOMNERHETHELEHER /2T L% 0
B, RRBETHLEEIE, BIEOAEE ZOREL, JFICOERRICOWTEYNICEEL, &
EWHITER - N#ETORBERRLFLETL I EPEF L.

R - TESFYR
1) 1k - HE

VAT 4 VEEEORKE DM - HIEICET 5 IEZ LW P (TEF VAL 4).

— IR A S BN IIAG BRI R 2SI L, OERMAHIRT 572012, JLRAL LA E
T, FHEMOEMPEEIC RS, OHEEDH L VA a7 4 Y EEREORKE D FRkICE
ZHRETHA.

F 72, DRBOBED W ZYEDHEIRA & FEE £ TORICILRRLOHERBLORE L 72 >
TUIAEBEIIET 5 2 LD Y HENOHE), €O—BICRKEE OHIEOBIZFERDN D 5
SEPAMOENTVE Y (TEFVALANIL L), GBRICOEREMET T2 3 H 0, HIED
T TEHMRD RO IR TE B L 13RS 2. DMD ORI T o J& O e D5 1&
AT, IR OE & FE LIS L7260 Y R, HEROIE 2 4 U761 59 oftiiasd b
(TEFVALNILE), DFHEICR PN TR LT, RRE OEIREEIC B T O
EORIUEAET LI ENET L.

DHREDS D B PRINHE TOUER - MBI OTIE—#RICHE L L. 7 v I 7 v ¥ YRR E

» 28 ¢



2.

¥

¥ - S50 - Ein

LT VI T VY VR AP, ERPICIET EREED E S5 TVE T (ZET VA
LA 4), BYEOASTHEE SRS BEREIIBIRANOEESH S A TIZ RV 00, —fkiC
WHEAWRETH D T SBBIOEREICT ) A 7 2 Z B LBIg 2 ki 5 5.

TR L R E DO BMICOWTIE, YA PO 7 4V REREOREEICRE LTk
T, AR EOR YA a7 4 =2 EOR) 2/3 O BE TIIRPICH IO L V2 4R
AR FIC X ) ADLIEF 2SR 5N Wized, KEmICKE LoofkEz2 o v
be— L, MIREMEED L) REIELE-72L LTH#EY 2 B8R oM rLinsg b
STV ARG Y A b a7 4 —DO—#FI2 DMD OFEMREE NS TN A TRENRH % ¥ (T
EFVALANILE). F7z, MR EERE QMR Tl — B IR AR T 2SS IE 7 5 78,
SEIEPRINE CREFASRE DL T @ R ARL Y 2405283 FNTH Y (TEFTVALNILE),
PR O SR H T C 0D IR 5 5 0D e R A R R () ST R SR T 24 72 & T o 72

SOV TIE, DMD OIEEGEMERRE T IRAAT 13 610 35 50 5 & 6 &, —fd
Ho¥% L0 %ol 0 MEDVDH o720, TNRUNOEIHEDREKIE L2720 (TE
TUALNILA), —RAATINEE 2 R RE Tl B R OBE S 2 BTN H - ThH 2
SEGE DR E THBV AL WHE) PR ESITREPLETHA . T2, HEFETHIWA
IRISE DT, EMEEEABROHRE, BT RFHE R 5 CK IUEE 72 & O 25/ NEFITRED &
N5y (TEFVALNILS). RREFETEEREEAD ) A 7 25mW & OFHUE R VD5, AT
bW AL T & 72078 52X, IRIEORE L2 FRiCHET LT 2 enZEEzhs W
(ZEFVALANILS).

2) BR - N

B - AETIIBERENIC 205 BHARE WD, FRICERRE TH 2 54121%, Al
MRIZELRVWEIIIREST 22T L., BRI, RERETHLILICE-
TR EMAEPE L2 BEZNW0H 5. LEIIS L TEEA Y Y1) ¥ 7 (CQ2-2 &) Rl
WA ) v o2 oNbEIRETLZENLE LW (TFAN—MAEZA V).
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