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BHYA PO 74— DR - BERUEGEHRICHET SR

TR 6 BX U T EEREHRES
w o M 3 k& OF
¥EmEE w0OfB OB —
[ AR AT L rh A B

AFFEPHIE 2 PR S EBICRREL, §ET3E
H, BEERIIHD, TS FEOMEHFIIBIIZR
TEN, FORBEOEFDEENDY, 6 FEEIILRS
N-zeidfEf - gt ¥y = oM ENEREE
I FDOWESERINTWS, 4E 3EROBIEEH
LT B LI EoTWAED, TDE ) LiRiE L Y5
DEZDLDH- T, EFORBREEDTER 6 FEL 7THE
DHREZFZIITLOBIFL T 5,

1. MEBH

AFEOBMEH VA MO 7+ —DEFEERELT—¥
N—ZADEE, BIETIHOERL ZOEBIIT - 7oE
EHREITORETFH 232528, BXUHBRRESZ
MEL, BRERELZSEDLIETH S,

2. HRBEE

ERICHEBIER MR EIBR L, 6 FEL THE
THTOHMEOLKYH 272, 1 ZOMERIEDSM
ATz MBIR Lz, BREMAH % 5 58 11 R
FITHEKL, 702 M)~ — % EOMELIHEEL
yA
3. ARERR

6IEFEIZIZ60HE, TEER T HOMEIH o7z, &
SHORFIEEFEIIFTTEREOEL DD ELRRD,

1) @ - F-EN—2

6 EE CHOIIERE T LREAOELERNICBITA
BRAEZZITY (ARRES248), €095 5304,
LI6ZIIOVTE2LRAEDOER, BEEXHTHD
DX 2T % THo720 T—FN—RI21994 £ 12 ABE
TFa vy XEBHI AT 71— (DMD) 616 FAS
BEIN, BBAED 211 EFER I AZIHE
ORNMEME= 2 —3F— 7T BULHIA b7
1 —DEENOEROIIRF B TOFHBAERICE D
TN L TNIXFR6FETH 19 HIZEMFEEMRT]
RINFEPE CIT o - B HEO IR 2FREICET 5T -2 ¥ 3
vy TOELEm 22—V y—V—KRFUINE) 77— 3
~# @ John R. Bach BI#ZDBEFTER LB DT,
AFTIHEH STy “Cough Machine” (in—exsuf-
flator) REHAFEEHLEOFHOFHER EVFEEL &

D, SHOERICBIIEETEEOL Y HITKE& A >
R M5 27,
TEE:HSIIDMD D31 EMDARBEEFRTCDIHE
Bho, LHEEIREEHO LFLFBTEOET 2D
L2 LR L, JII3ES I DMD ORERDFL
BERRAEIBREET R kol LICL B LIEELT
Wk, F—FN—-R121995 4 11 ABRIET 626 B, #5:8
#2268 ENEFR SN, BLADOFIHNPTETH S,

1=

A E{EAEE - RIE

6EE  SEEOHETHHROLER EEMOFHHNE
EEAPELMI ko2 L E2FTTC, [BIZTF2H - &
EHRTA P 7y 2] OEsxstEL, 2HBICERY
AL, BREkD, F/BEZIToM.

KiZE - EBSIBLHOMERNZH 2 2RXRTERE
L, 20 8C—AHIRESE, —HRRBRLERZHL,
RIEIZBA®ITo 720 MRAL bBIEFOMAIRZ OF
ET 56T, HAREEREBTOS v FLALRMARZ &<
—h— L OEEOEEEFEDCa ¥ -y —TiE
L, ZOHRIEGEEL PHREDOH MR TEILE SN,
Z DO BIZHRFHITE S NI,

TEE . FOBRDBEBIUEMETY [HYVA M
74 —IIBBRIZTFBN - BEMERTAIF Ty 7] %
FfFL7ze AV 74—AFarver b, R, FE B
BREDE XS, BIEFRNOFELEVED AT,
LEEOE A DERP S DORENH o7z, EMZIILDHA
) LT EDLAANAR, BERKRICHIRK
FELVWHEESEZ AEEIRE T LIRSS, BIF
SILBIEHEBO AMBEROKRZIRH Lz, BRLIEE
EFZW 2T AR OLBIZOWTHFHE YT 72,
B B{ZF2Hr (Quality Control 25 L)

6 FE | BEARRCILBETFEMIATRTH S, FE
PRIZBENRICET LEETFEHSHRLWGEL L2
vy, AESIGEEFNY 7 OVLENE BAERRERL
770 823 X UBE T I3 Polymerase chain reaction (PCR) (Z
L 5% EIEB L UF RT-PCR 2 X A 1RRBEZ U OBLIRR
HMEOMESEHRE L, BT - B IZERRIIE

2) 8



UTHE SO E— 5 —HERAS R 5 EEDH S5 DMD B
BledhE Lico RITE—MEIL XV TOEKRMSETO
REEZIRE L, 4ROREIHFS NS,

THEE VA M7 4 VEETFOPCRIZ LSBT
1989 £ & Y BIETHRET 2 A0 TUR K& ER L 72,
EEEZTHREL VANV TOJRET W & BIEMHERHT
ZBBHINFEREER, RIZTHRTEOER L Quality
Control {23372, multiplex PCR {2 & % T FIZ & E T
2,000 Bl R 2 72, EtE O IXBRIIZHEEE L7 DMD B
LRy —El (BMD) ® 101 FEBITREH 53 % (52.5
%) IZABHN, 88KAMIBRF (54.5%) ITREND
HIlemEl, ARLDFAMKOEREZE /1, PCR IZY
YIEDE90% DREMPFET, Beggs HbNOHWME LD
v BTOHIIRT-PCRIZEDVEHE RN THRH LT
2720 B 5 I non-RI protein truncation test |2 & % HZEE
MFEZ A L 72 %2 513 Fluorolmager % Fi V272 non-RI
PCR-SSCP % {To 7z, 5HDERTHHEL 2V, Il
SIIFERATZENIC D I EBERET 2 BItA L7z HiEioxd
THHHDHHRIKT, BEEEEOTHEELRFINE
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FURNVTHRUTELRGEEPD L v, YPTERTOY
=7 MO—IRE LTHE 2T 70, BIZF/NY 7 0EK
EHERENAS, TRIIBIO [#ER - HEREDRIETF
T AT LD LEET/NY 7 OBLIZEY A
%] OWEHO—EMICHRE Lz, MBICEGILZY AT
LM S NERN S A Z WIS NS, BHICHE
LTRER T Y F LV AFYTXZ2LAFFEHWT
DMD % BMD 23 2 &% L7,

3)EB K

A BREREES) - fRBE4EIE

6 % : Rimmed vacuole % 572 3 F/8F — 13 HA R
SHEDHCIIEFIERE R EEOMESYDH Y, BB
TOHEGIREVH D LERI L SN TEL, 40, HFE
LIRREET ¥ 7 — MEEZITV S3 RO 248 flicoW
THET 2T o 72, 4 DIEGIDIRET & FHEE TV, #IE
Bab2RKRIIOVTOEHBITL EREFPFHESN
720 AHREDEERE, Adalin KIEFIDERKG £ OB 17
BPREVN LR IN, BMSIRFBYA a7 1 — DL
FIFARE L TEHED s v v a vV ERBFEBOEEL R
HL, FRL2ERTORBICREBLZ:, EESIZEED
AYE2— P LH LRI BZ8EL, HEE
TR H DEHENOREROBMAEBIZ R L7,

7 % | Rimmed vacuole # {7z I A/ F —DREE
IZDOWTHRELIILD 248 Bl OV T S & IZHRET 24T
VW, SLEIFIE OB OB R SE U, mIERTE
Na IR BNV E IZEBE R REEOLBREDSFM 1125
DIEHRIYE, BELGIZEYIRENA, AELIIHI A
a7 —-OMEEHREICEB L, $%BOMET—~

ELTEBFLTV S, HER P LB OWREERE L
DEEIZOVWTRIhE T L T oGl e h o7
B, GEERSHPHE Lz, DMD O HBREEREIX IES
LEEI TR Y)DOEIDH LA, g, EXEE, By
R % EOBA» SBREIITONI,

B E{REHT

6 K [ BERI AT - DHEEDEGLE, BB
RENZ BT 5 BIIRFEDERIEHT IS OV TINFH S 78 L
oo BHERIZOWTIRH LS DEEDOHEND S, 4
BFMBREOFRIF LB > TH LV BALr b0 TO Y
=7 POVEEPMSHETOESN, BIESIIEE
BB BRI MRI 2 & A5 EDFM% HE L7,

TEE  XHCTBLUMRIDERIZE W HOHEE
ZWIEFEL (Gl L, BRRREERODH & PR
BIZBUAEHED TR FHHUFEROBS 2 EIZL A
WHEND, NYHANAF Y LIZED3RTEICL h Ik
MICESH R R L KEDHEEOEFZEZNFHL AR L
7zo HMFHD CT TIIFBERI AR 7 4 — TR LB
EH5H L, K\VT DMD, BMD, LG DJETH AT L %%
HEoPHE L,

C EXMHIIbOT7 14—

CEE  EEBEOT Y r— FABEC X WIEILAE
(FCMD) @ 590 4, JEREILEID 150 ZH7iBES h,
AHEDHED 57z, RO 5 20 8 O KENRZ,
A DR E DR, B N a2 — 2443, Walker-War-
burg ERFLBUBOBEZHE -2 EHLVWT 7o
—FHREINT, SHROBETHINCL 2582 L~D
REPRENI,

THEE KESICEINVEEHIEOT V7 — MREZE
WizfER, RILEAT492 &, FERRINEIAN 161 BIFET
ZEBFHLRE LY, BIELDEFOREIED SN
720 AEFIHBINEIORE A Th 7, BRI DZER
FEDFEEZ S 2T 57012\ F 512 & ) IHEBER
FHRIN, 1BICHE - BEEHSOHLBRERO
WHALAEILZ SN, PIETIIAREBRE, HEETH
%, A%, BEAZIC gliosis R EDELHR LN,

D FFPAEMIXFOT 41—

6 EE  BRALIIHEERTA a7 14— (MyD) F
HEFERIZOWT, ZKRS BEHDESDFIETHEITD
FEE DD premutation DIFEXRE L - BRI BITS
CTG RIERDALTEN, FAMTEL, HEZOH
Wids & BEEIR & DR L EERICAR S L 2 TRFE D B AT
EIN, ZRHEROT 70 —FORWEIL %2 o7,

TERE RESIIET 80 M OAE DL b HERE, ¥
TORBEBRFE LTV, BOIIKEIPEL RS IE
IR DD D LEm Lz LVWAIR L LT, CTG
RERLEEFLEE L DHE D S Z L% BV S I HiE
L7 JREIED CTG REIAHI DN HIENE X ik L
TWAARTEERHEEOHEIZRRAL 7205,

—_ 2 —



4) " I8

A &

6 EE I F2ES X DMD D 35 Bl OEIRBI ORI
DWTHEFMRE LT, BREEICL LR
ZnI L EHLPICL, EEOHBREIOEFE fThh
77

7 £ | SEOHBRBGEHIIAREE T, #4373, DMD
275, FCMD 31, MyD 22, LG 1411 & % o 726 MyD O F
TREZDHBIIZPEHERETH S Z L 25 -
720 BIBIZRE S L MyD DI RREAH] & TR
OMBEEETOMELBEO2IT L, EESICLY
Adalin RIEIE DERFIAHE S iz,

B JXbOT7« BEhE (BKESL)

CEE . S -ANOLRIF VYAV 2y Iy A%
AnALMFREYY A Va7 1 Y EBEFRBEASERO
BYTZATV, exon1 X1 1kbp EFICHIHEE D S 2
EHHLPII Lz, 1R - TUR S IZEERBIOMET 5 5 B
Rl7oE—%— XV 500kbp DAL EFECHEET DH /2%
TRE-Y—DFETHRELL, VA0 T4 VOES
FIZOWT 2 BOMEN R SN, BMD OTFHTEIZ&
ASN

TEE S db sy AX v ¥ I L 5 EETF
BEPRLT. BROWI VA NI 71 v pBICERLE

¥ 72 BMD —BItEBBEHI T mRNA LRV TDAT T A
DUV DERPHRE L,

5)ia &

6 FE BB LB AR I Lo RMRETH
5o ELIE DMD IZBWT TV F=var0igEa5ER
DEFTEFEICEST I L E2EE L. AKX DMD 2
I ALNBMFTE N RT ¥ MNEEBED LANE L 5
YEREICEDETTAIEFRLE, BT - BH S Y
T T IVDOLREINTEENEE SHEZICBITLIE
ERCRED D72,

THEE . £51DMD IZBWVWTElE L F=vo Yy
DX 575" DMD DFERDMET 2 HEIZES T L e
L 725 Mechanical In-Exsufflator (Cough Machine) O 4 Jfi
RIZBITHETMO TOERAERSHRE SN, BHES
Hrobhiz, UPEEOHHT, KHBTH ZOEZFOHE
AEFRNTERRRICZ o720 6EEDT— T a vy
TOERD—DE VLB, 512, ZEDHEHZNDERH
BEihi,

Pk, 85 0OBREZITo 2205, I35 HEES
X aREELBB IRV,

PEOEE I LA HEA % B o 72 BIR S RLICERBI B
LET, BREBIURKOZEZWICH VFEEELLE
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YA A7 4 —DERK - BEROCBEHEZKICET R

FRL 6 SRR E T
7avzy AR ¥ F-~-X
E LR OBEERE B ERRH A PR T 14—
R =S —
B FEBTNE R
EmEE £ & E oA 0 & ma i ¥ R
[E S FRERT AR ’
5 & FSHD XEERIEDRBEDENKE WO T?, 40ILE
=]

RESERH ¥ A TRIEGE R E AR IO S BEEE Lk
By A b0 74— (FSHD) OEEHRAEL, AKS2
% L hL sk 68 B DEF 120 &) FSHD DHMEHNDH o 720 &
ElZh 5O FSHD BHIZELTOE2RDOT ¥ 7 — L
RKE L, APBE46%, Sk 55% DEF 101 % O FSHD
BECELTOT— 7 —-MFEohi, BEREARES
T59%, SRRBETS8% LEILL, REEKIIME
BOFEIZEGRL S, HEREEHIA o714 -0l
anticipation 130 b e h o 7z, BB L BIEE D&
fEIX 204 (20%) 2D 5Nz, CPK O LAIZARE
% 46%, HARBH 53% IZEDHLN LAY, THIIEERIC
535 EARBEINT,

B &8

ESLEEFTPRE - ERMED [BECRERL LT
BYAMO 74 —EENENF] LT, 1994 42
AOEET, ESERRT 27 K% (Y R 60 /) D
TSADINSEHIT 2353 KT, ABRBELRKIL 2056 %
(87.4%) THhHb, ZONH I ABEIL 15871 ZTARS
Z&kD768% THY, DMD 13938% (59.5%) TH
b, FSHD ¥ 524 (33%) #5HTwz (E 1)

59.5%
(9384%)

6.3%
(100%)

5.4%
(85%)

£1 EHEER 2T HERICARKRPOHFIA a7 4
—BEOFBGEH (BHERL 1578 4)

EOEBATIHEVCHERERB LU CPK EIZD &
2RDT Vi —bRAEE L

B &
REEEDEBEHAXICL D HB L T 5 FSHD B H 120

Zizo &, MEICBEY L CHBIKRENRE CPK HICD &
B2RT V- MRAEEKELZ,

B =R

E&AS 5 /2 FSHD 2%k 101 8 (At 46 %4, 5t
k554) THH, ZD101 ZIZDEFIHL-DOTHRE
T3, 2oL, HH, BEFER, RIZELLUGH
FEVCBI L CARREE LIPBREBFICREN DD O N Ao
720 FERSITURII R BE VT ERLE , HEMHRE
BAREZETARZBDOONLE Dol FATICEL TR
EOEERAE ERLD, ARBETHITIREIIIA
B, SNRBETIILRFITTRENS » o720 RIZE
DHEIZ LD RIEERMEINT S L, ARB L USRE
L OBREBOECAVPREERIE (, Wb S5
BES AP T 4 —0 X % anticipation 13F2H 5
ol HEELMBEEIZ204 (20%) ICAHFEL L
T 5 N7 Lunt 5¥90 FSHD O Bf FR 5 % @ hard
signs ZARBEOHHFADO LN 2EEH L, CPKE
DLRIIAREE 46%, FRBH 53% ISRBOH LR (R
3)o EEEL CPK EIZ&HRL(, BIZHEVWEEZED
FHCPK ENE P07l T E Lo,

£ B

SEOETHEETNICH I AEEN 1994 E2 OB
TI15718 Z AR LTHBY, DMD i3 938 % (59.5%), FSHD
12524 (33%) THYH, DMD 124 LT FSHD D F|
£1355% THD",

FSHD D RIEER, BB, EBRIERS LU CPK &
LTI, SELEEEIZFH 60% ICFED LN, CPKE
DRI 50% 12RO LR, EROBELEN Lo
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2 ETRT I — D FSHD O

Ak (46%) % 3k (55 4)
e 21 B304 (652%) 5334 (60.0%)
Z16% (34.8%) 7 22% (40.0%)
13~77 1% (F35475%) 11~77 5% (F¥395%)
0T 6% 30UT 18 %
p . 31~405% 5% 31~40 5% 6 %
" 41~508%19% 41~50 5% 20 &
51~60 #% 6 % S1~60# 3%
61 L 104 61 mLLE 8%
RIESFE® | 4~145% (FEWI58E, 41 4) 4~58 1% CF¥ 178, 534)
# 46 £ K514
REFES~255%, FH 158K, 19% BEFR 6~56 5%, TFH25#, 304
PATH A7 T 0% 4%,
15~61 1%, F¥45E%
W9 % W HE 38 %%
13~59 5%, FH3I3® 11~63 5%, FH¥36i%
# T | AMaE374 RAEE15%
ARUTFEER 17T~T2 8%, FH3TE, 354 AUTREER 12~T7 5%, FH3ITHR, 4 E
AH2 %4

H21% (59%)
RIEER 8~44 3%, FHI1TIR, 2%

3% (58%)
FRIEEH 4~58 5%, FH 184K, 31%&

#om B E178 37%) E19% (35%)
RIEFR 4~305%, PH13EK, 164 REEFRI 6~37T 1K, THWISHR, 184
T2 % B4 %4
HIE+EEYE2 & SE+AEREL &
& Pk E | BH74 (2318 32
HEIE 1 & HHRE 1 &
%3 Clinical signs in FSHD
Hard signs ABE (46 %) bk (55 %)
Definitive eye closure weakness 40/46 (87%) 35/55 (64%)
Definiteve mouth asymmetry/weakness 40/46 (87%) 31/55 (56%)
Definiteve shoulder girdle weakness wasting 4546 (98%) 44/55 (80%)
Marked scapular winging 44/46 (96% ) 43/55 (78%)
Peroneal or knee weakness 41/46 (89%) 37/55 (67%)
Elevated CPK 21/46 (46%) 29/55 (53%)
>1.5 X upper limit of normal 11/46 (24%) 18/55 (33%)
1-1.5 X upper limti of normal 10/46 (22%) 11/55 (20%)
Criteria % iij7z & 2o > 1% 4%
7oo BIEERE & BIZE L OBMR L D anticipation 1$228 v

LY, FEREEHTVA PO 74— X)) REEHERK
BEHIDBIET L, HMETORKEI LI EERITE
Shi, EROFE LIS, BEER, BRERS
& V& BFIE I heterogeneity 2532 & L7z, I AE FSHD
IHEREETH 0, #{GME D FSHD I&EZFEEAT4 q 35-
qer IZFFEETH I LIZE WY U Tuy PTEFENRT
VBH, SHERBEZFPHBET SRR O BER
FSHD DEGHMHFEEN D,

1) &45H#, ® RO IBRERLLTOBVA LT Y
1 —EHRDIEY . EAEERT PRI EEATE. 1994,

2) Munsat, T, L: Facioscapulohumeral Dystrophy and the
Scapuloperoneal Syndrme. Ergel, A. G. and Frangini—
Armstreng, C.: Myology. vol. 2, 2nd ed., McGraw-Hill
Book Company. p. 1220-1232, 1994

3) B BRI, 2% #0  EMHEMOEHE Y LR
VAMRTA——81H N4 0v bPRET 4 ——FHY
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