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¥ owm OX 4 Molecular genetic analysis of dysferlin in Japanese patients with
Miyoshi myopathy
(BERAZHFIANRF—RRIZHITS dysferlin DS FEBTEFEMKRET)
wXEEZE B (FE)
B # EHEZER

(BI1E)
¥ R KB B— # & FH EX

(B #) =3 4/%F— (Miyoshi myopathy : MM) IZFEMRED TREFHEMLOHHET LERH/ MECK &
EEHFRETIHRRAELERBGEROGIA 07 —ThHbd, Brik, ZhETIZC MM OEGFES 2p12-14
IZHEE LTz, —F. ENHIEMICEE SN D EERG SR hu 7 4 — (Limb-Girdle muscular dystrophy : LGMD)
D—> LGMD2B D#EEFE LR UHERICEE SN, ZThOHBR—E#ETOERIZL > TA U B AHEEIRE SN T
Wi, 1998 T, Fx i 2p18 ICHT LVBET DYSFERR. BKO MM 55U LGMD B% TERZRHMH L7z,
[8] UtH Bashir 5 % LGMD2B DO 8¥ T DYSFIZER R L=, DYSFDOEEBEM X C. elegans O spermatogenesis
factor FER-1 IZ@ W HEIME 4 RTE B T, dysferlin &g Sz, Hxld, MM DA =X L EHALNITIEH
T, BAANMM F R T dysferlin DREE1T->7-,

(A &) SR ABITEARAMMT ZR T, EHBL 3R RICHEDL, BMEFIIEFER, O1F CX BE. HiRE
FIRZENEEE MM LB SN TV, 2ER TILRMBHEMORESE LM HEMOBEBENKICHFELL,
SFEEPHBREK : Informed consent #5 T, 7TERZRMDH 40 A (BH 144, FERBEHF 264) OmMEEHREL, U
U8Bk E D genomic DNA 2t Uiz, T ¥ A FoWEEFERTEML,. 55 BT TD exon % single strand
conformation polymorphism (SSCP) % HV\THFE. mobility shift 73R S 7- exon THEEE ST & Ehiti L7,
F% - HBOREIL, BRIZEL D FIRBERREOMIE L& ITHIREBEROE, BRRWEEITEEE SR
AW, RERBILPHRE : 3SFROBEELOHAY V211G, Bt dysferlin —RHUE L LT, C FHM
123 7 3 / B %3877 2 polyclonal FiFEER U, BEHEHAND 6 wm BT & ER, 51 dysferlin HifE D,
Bi dystrophin, o -, B-. vy-. 0 -sarcoglycan. merosin, integrin o 7 M FE % AWV REMBBILEOME L
immunoblotting % EiE L 7=, ‘

(# RIDTFEEFMER: TXTORRT, A—RENOREZIIFRICBRLR KBEONT 0 E L FER LI,
THERROREE IR - T Z A 7OREESETH o7, SSCP LEEERFIMITIZLY., HFLVSEOAEER

(missense : 3. nonsense 3. frame-shift: 2) & 3{A® polymorphism ZH#H L7, EHIE 2 KR TiiREEAS
DERYE, FORE2ERTRATuEEOERE 2 0L LRI LR, Y OIEHIE 2 FR THAT nEEGDE
B% 1o, 8% 1 F% Tid polymorphism % 1 DR L7727 Thote, HIREERNET, EROH 2 Rkt
Tus A7 8SCP LR—DEEHRE L, EENBTRERIRDRNo, RERBILPHREK : Dysferlin
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B TERGOMBESEAICRD N, BE CHIBERESERITETRVWLEEL Tz, ftid dystrophin,
sarcoglycans, merosin, integrin o7 OFIEIIEH ThH -7, Immunoblotting TiIxffH T dysferlin i 237 kDa
DRy RELTHRI AN, MM £3% Tt dysferlin (2 immunoblotting THH & 7ed o 7223, dystrophin X9
T sarcoglycan 72 EIIIEHICEEA L T,

(& 8] SEORRET, WAL TRER»LH L8 {lﬂ@'}fﬂ(‘: 3 -2® polymorphism ##HH L7, 77 7HFHRTIE
23 HEDKENHRE S, BCRATIIERY C RMMIZEZRT 2EAMARONTIA, Hx Ot L ERITTA~T
BAERT hot spot IFFEDH OLNTRIME WV ERBRH SN BRFAT3FRTIITRTOEREMBEHSINATE LT,
4% intron < promoter FEHIK%Z S MLOEIM TERPRE SN D AHEM 23S 523, dominant negative R
haploinsufficiency 72 & bEE SN 5, HHKETO dysferlin FHBILEE TERIE TRV LIHEA L TWZA,
dystrophin % sarcoglycan 72 ¥ OFBIIIEF T, DYSF DA RiX dystrophinopathy X sarcoglycanopathies & [Al4k
O dystrophic 2B L2 E L EE LR, TOA D= X LITRRDEHAINEH D L EbND, BIE dysferlin OFEEEIX R
BHTHDHR, EEO C2-domain 2HT 5 Z &5 o+ 7 AERIEI%ER myoblast BlE . MIED recycling 72 £IZB8
B33t b 5, SRIOKRR CRACEERE L BEROBICITARZBENSR LN T, thOBREH - REMESR
NEBFOWREIZES LTV D HRESRBENT, T ¥ O MM F% Tit 10 BLREE~DOEHPTINTEY |
Z OFE72 genetic heterogeneity DEFTEIXBEE L £2 55D, 41 dysferlin ODHREARAR dysferlin BI#EE A ORIE
DAFED A 1 = X LERHICER L Ebh b,

MXBEORROEESR

BRE, AARAZG I AT —FREBOT, #1HT dysferlin D5 FRIZFHIRIIEITO. TOBRETLE
LD ThD, =M IANSNF—E, ZHFOICE VAR TRBEESSRY ST, HRAKSHEOBERMAUF A ba 7 4
—Thd, FEOEMLBMGET DYSFIX 1998 4E(C Boston DV NV—7RFR LI2H, BIBFEORE, BIFRERO
BRICBVWTOHAANKRELS B LT, DYSF OERIIZ4H IARF LSS, BERF A a7 4 —
(LGMD2B) #%4: U %7 ¥ clinical heterogeneity B FET 2 = & biE HIZET 5,

AEIOFERTIE, BAANZH IA T — 7T FHRTHERE T DYSF OBBFHIRREITO, 10 MOH2ERE
BHELE, BEZELEZFZOFIZIE. clinical heterogeneity #3712 FE R b H o7 id, RBEEOBFE NI D LT IEE
FERIIFE—T, REMOWRE dysferlin S OBEH - BERTHAEFET D 2 LTI N, REHBARIR
#Clx. dysferlin 3 IE# B 55 CRIIABIZRBTET 5 Z &£ . immunoblotting Cit4r & 237kDa OERA L L TRHE
N5z L. —HARETIE dysferlin OFEBERERICET RO LEELTWS Z EMGEH SN, oY R ba 7 ¢
—CRE L7 RS E . dystrophin, -, 8-, v-3B LU -sarcoglycans, laminin « 7. caveolin-3 23, AT
BIEFIEBELTWAZEEBONI L, Zhbick b, ZiF I A48 —13 DYSFOEZED dysferlin OFH 4K
TEEBILIZE-TALAZ &, HEFHIZIL dystrophinopathy <° sarcoglycanopathy 72 & & FI#RDOEL AR T
LoD, BIgDAD =X LENFLUTEEL TSI EERLIE,

AL, BARAZEG I ARF—FRTO dysferlin BHFEZHOLNICILAEZ LIZE EEDL T, D% D dysferlin 2
HEREOEBRL 25O THY . ZOERIBD TEL . FMNOBEIETILEELLND,
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