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b5

I B IR T WNE—1@ LY

VHRETFER AR B

[ WEEKRGE H70%  ERESHTIS J
H El16~E22 SR 12 4E 6

VA M7 4 —=%2HLE L T—

RBAE (T REERFHR)

THREIRE ERENIZERT e b AR Y —

ay Ky

s S Ul -

L IR - )

¥ < % o

KB T

(=% FHC 1242 A 16 H)

B

DFEEFODEIT L ERIZID, B4 5K
BOBRRBETRRERENEAEIHL M%7z,
HIZEZENRREL, BB T2MIE, SEERS
BIZBWTRAELERZET TS EI=T#
W™ oxtge LT, ARTRD) 75 \ILE
VAbru74— (FCMD) 7% EDB—#{nTFHRE
EHHEAADZE, VWHbWA common disease &
MHEN 22 HFEEEEE, 61238 (FHR
R, BETHN, EREONE) RBRIYE GHH,
T A VA% EORHEBW), BMAFRE, i A
¥ (e b, REEOEEF) ZEFHToh, Hiehk
TEPEE LTS

BInFZ %@Eﬂ&&m TR ST W»
BEVZBH, VD LTE%#Ow R& At
ZHEDLNEPE, FICERSNZEELRRET
b, T2, TORMBOKIR FOFEY, HRE#E
G OREE LOK E EROME L & B0 H
L, TORBLRRICE o T B L BWE
ZERTLHEIEDVRYTHAS. KRTIE, EED
Eﬁ??%@%&%ﬁ%bI@MD@FW%*D
ELTHHRLTO X2,
BEBETVPRIZEZEENTWAERIZOWT, [
IRTEIZTZE TN DL, ORKSH % &
ZF LNV CHERE T D354, Q@15 T genotype
& FBIA phenotype & DM 2K T 554

QZEEIFFEEEN TV EVEROFRIZONT,
BIZA Y V&) ¥ 7 D720 DRZNOBIE RN
2TV, REEZZE, MR E 2 IBENDS
WA T 25 E50bITons.

T 7, BIEFZIICE, EREEFOLRLE
BERHT 5 hEL, DNA SR ZFH L CHER
BT 5 HERDH 5 (R). ®igEFICOO, #%

BIEODHEIHHEINS Z LH% W,

%8B, BETFZHOBRICHICH o Tk, &
Zho ey Y IBLEATHY, MENL 5%
B Z LOoDoET A2 Lidv) TTH R,

[=E::3:0):23 iy
1. BIEFR%, #A, BEE
Ty ME (XD &, 7/ 4 DNA Ofl
B COYRT/S Yy — v DBV LT, H2EE

R BTN

A EREBEFOEEDHIE

1. ¥y 7uy bHHWVIEPCRIEIZL ABEFORER
BHE OB

2. SSCP, HEHEFIDEATIC L B ELROKY

3. PCR- HIPREESEMLE, ASO, 7 L IVEERRY PCR #5402
& B REHEROREDR

B ZRBEETOMBENDHIE

1. #ZRNTHH X< 5 DNA % B (RFLP ¥ 7213 STR :
short tandem repeat) % FH L 722K

2. EHATVH AL -2k
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Kayoko SAITO" and Makiko OSAWA” ("Department of Pediat-
Tokyo Women’ s Medical University, School of Medicine, ?Human
Genome Center, Institute of Medical Science, University of Tokyo

. Molecular genetic diagnosis: with special

reference to Fukuyama type congenital muscular dystrophy
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B R
6kb 2kb
e | 6k
E%
TO—7 e
P
BEFRE
RETFHBHRE —| 4kb
— | 2kb
w===1 8kb
b 8kb b 2kbp
REFHA T
_L{ A ;_:_;;;,:,;)-I— —| 2kb
5kb
1 ERWRICLS.
T PREE 3R UM B AT 2kb
DER 1kb
8kb
1 ERERICEL S, P 8kb P
I BREENE T ERAL
DEE

®1 ¥¥r7uy P TRHEEEETFER
o BRE{EF, P HIBREESE IR

BOKESOBEFRE, A, EEZHEETS
FETHAH. Tz, GIREZRORRIAIIE L
kTERTHNE, 1 EEERTOIHRHUTE S (B
WBH)., ZokgkE, $94 7 ADNA &, FE
DIEAEH) % B L C YW 3 5 I BREE R TUIHT
L, 72— A5 VERKKETRKE ZHIHITS.
XHIZZODNAWH 27V H )BT ARHIR
RICLTHS, FAavyEEIBL(ZTay L)
BET A, Zhi, E#L7-H1EET DNA 7
a—7%, FLEL 1IARGIREBTNHNA 7)) ¥4 E—
v v EEETIOMMEIC L 256 R0) &4,
HWEEZFE®RETE, 7o—-73Po74 Y
F—T7TCHERL, By X7 4 VLIRS ET
BT 208D, mETIE, €FF0%
VAF VU TEBR LT — TR THEDE
HETHRIBTALIELTEL. ZOLHITHRIBEL
IBIEFONY ROY AL ANy =%, EEHE
BT 52 LIZXVZHRT 5.

normal FCMD ‘\0{6‘9\

1 2 3 4 5 6 7 8 9 10 11

2 P rITay MERIZLZEUEG YA Mo
7 4 — (FCMD) B#ZIZBiF 5 3kb insertion DR
4*J - DNA % #IBREE#% Pvull THE LR, 70—7
fEco8 -1 % v CHE#T. FCMD B¥#% DNA TIRIEE
ONYRFED kb EL LTS, L—Y5~9 ! in-
sertion & EHEA, L — ¥ 10 | insertion N7 T FHEED
FCMD B#.

M2 FCMD BH BT A2 ZWobl 2R L
7z. FCMD i 9q31 IR R B F % & DF Gtk
PWHMBEOERTH H. ITMRELIC, # 3kb
DL ba by ARV Y WENEEIZAL,
WM T, RNA RREAEZZECBET 2851 %
AZEDS, BEOK 98% IR EBEDH LV IEANT
A TED LN TWAY?, I ® common muta-
tion A3 % FCMD & Tid, 2o¥¥F 7oy
MEFTIZE D OF%) B aes % 5.

IR LBIZTFERISE T, 7TUVVEEN
KCBEATWLEELD DL, TO—D2Th b
Duchenne BlIfF T A b a7 14—, X #EEMELMHE
BIZEBRTH Y, 208 60% T, Bl E
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Chamberlain¥

Beggs:

3 Duchenne/Becker B A b 17 4+ —BEICBIT 5 multiplex PCR % B 7-

BIZFREDOA S ) —=v 7

M: %A X<—#—, B:Becker #, D : Duchenne #, PM : 7O E— % —,
Chamberlain 5”& Beggs #12 & 0, AFM 18 W2 A2 ) —= v 7 L. BE 1T
BTy Y 4547, BB 21 =7V V5L, BEZIE LIV V60, BE 43Iy v v
4550, BEFE S L7V V12744, BB TIIT 7 V) VAT B FNFNRELTW A
LHESNSG, BE6IE, ZOHETEREVPRONS Ao,

HHb&EATHE VAT 4 VBIETORE, &
BrRAHALNL., LrL, YAMET7 4 VEETR
9oy % HE, mRNATH 14kb HdH 5
EREBMRTTHA. %07 D multiplex poly-
merase chain reaction (PCR) &9, #E{E{KE
DEY PARYy NTHHALIY V3-19& 7V
VA2 HEMEPLE LTIOBMTTo% — I
PCRCHIELTAZ Y-V 75 HEH—
BANZE R L TWA (K 3). PCR &L, #IEL
WHED DNABEEBZBRE I IIC2AKD T T 4
< — (M#EMLE)ITX 2 LAF ) 2BEL,

DNARY XS —VE2@IrEsEI2LD, Z0
FIEZWEET A HETHL. EEETOHNIRE
LT 74—y OO FBRHFLND

B, UL FHIIREDPDNITRES L HE L
ns.

72, v 7oy METIHBLZ FCMD
3kb L b b7 Y ARV VIEAZRIX, PCRZ2H
WTHRHTAZEDWMETH S (K4). oIk
<, 3kbL PO FTF VAR U DBEAT HLER
L LHIFA Y LEREER TS5 4 < —k v
b & insertion DHDEFIDO T T4 ~v— (12) %
mix L C PCR %479 &, insertion % b DB E T
X, HE XD 200bp BNV FHABHBENS,
CDFHELZDNABKED DR R/ ELTT
R EYED 5.

2. RMDRZERDHRH

MERLZ, 1~BEHo0BER, X&, iz R

—E18—



FCMD
insertion
normal hetero homo

375bp —

<t

3kb insertion

157bp

| 375bp |

4 PCR#EIZ & 5 FCMD B# @ 3kb insertion D&
H
L WA E et
HEIZ 157bp DN Y FOATH 525, insertion & &
teeta KAiH 5 & & 13§ 375bp DNV PR T
X%, £0O/NY FIX, insertion FOHER LEFI DK
BOBEBNIZI YRR I A X L
5.

T, ¥ rTay METIREERZROITA0IE
WL, 22T, BEFOKTI Y VEL (R
54 AEpfi % &) % PCR CHIEL, AR %
RN L CHERZMMT S, CORICAZ ) —=
vZELTILLHwSNSDH, SSCP (single-
strand conformation polymorphism) & \»9 J ik
Thb. ZhTIid, PCRTHIEL 7 DNA W H
(100~300bp F2EE) % 1 ASHICEM & TERIK
BT 5. HEEPONEFOERIEENET S
720, BEIEOZE L LT, EHE ORI %> DNA
Wi & DB TESL, 2F Y, SSCP TREMD
% o 72 PCR EEMIZ DO W TEEIZIE LAY %
HIhEIwoThsb, 7275 L SSCP Ol
W8T1% L vwbhTH Y, BEEMME L 2h o2
KIZoWTIX, &a—74 v 7 HEBOEIERY] 2
fENTERIE 5w, 5121 FCMD £R&ILHB
B HERBRERERE R L.
HERMREXTLT7I/EBRELTORS (2 F

19

3kb
insertion

SSCP

patient -;-

X5 FCMD FKRIZBIT A HERDOHMN
3kbinsertion # X R TATF O HEHICH DEBEC
BWT, O TLNICDESSCP THERD A Y
V- EWATLZ. T2V Y 6ILBWTEEED
BENVIMRE &N, EEEFZHBFL-LAT
MRGITEERT S I Ak v ALER (T859G—Cys250Gly)
DHERRTE /2.

V) BREDbLRVEE (ALY MER) 1, &
HEE LTWOZELLEI ST HERE I L%
v, RIEa Ry 2B XY REER (PR
ER) ThhIHEREEIDOOENEDS, 73 /HRE
BREILER (IR VRAER) Tk, F0OLE
AT UL HEEEY L EERRSD L EIERL %
W, AL VAEEMNFEHRIZE o TWSEZ L 2l
BT AH-OICE, BELMBEEROZVE FO%

—E19—



20

AR 100 RLLEICOWT, ZOEEREOHEBHEES
PELZTNE R SRV, HH0IE, BREETF
cDNA 2 R7 & — Tl AAR, @Y 2%
AWTHERIERZ T, ZOEWICOVTOERH
HrEmPeiiElletds2Ldd 5.

3. BEHNERZMHEI T 5 TDMDFX

BEIBOTHRHELZEZR FICEER) 2o
W, BHERED L CIERNENEITISE LY
WKL KCHWHNEFENRCLO9DH 5.

PCR-ll [REEFZ M EP L, BT OB RIC
X o TIEE BAFITHTE L -G BREE R 5B A3E &
L7220, #IZH L WHIREER I AVE L2541
BEDLOTHILMHUETH S, BREZ2ELH
B PCR WA, 2 OFIREER TR S5 0E
PR 5.

ASO (allele specific oligonucleotide : 7 L V4§
BAVIXILEF ) "N TY)F5f¥—- 3
YiEd, PCR TR L 72 £ % & T DNA
BIANT—EIZARY L, FZICEFER & d
RIERZHRELLERBO 2 EOF ) T2
LAF Fe7u—7L L TN, T YL ¥—-T 3
YEE, ENETNORKEOFETEROFELH
REICHETE L HETH 5.

EikE: o) 3y

HEFEEDELTIZOVWTHEBELERSFRETE
%<TH, DNAZHR AT —h—I12FT 52 LIC X
D, BREGTZEELTVLDOPEIOHEE
T, %) OERERTEM TSI LATE 5.
I, MAERTBECRREZR R L, EIiEh Y
v VT DD DFRNDBIE TR S
N5 EDBE. HEERNT, FEDBEETH
W22 DL DX VEEIE TS, 1% DL EOHE TH
bNBbDELE L) . Stz g, 1% Lk
DHEETHBELIREE I RO RVWER (N
I—33Y), DNADBMAZDOZ L TH 5.

£ —H—& L TiE, RFLPERMPe~ A 71
T IA4 FERBRL b NS.

HREER MM OL I, FY R Ta—-T2H»
Y rruy MET, HIREENRAFOELDE
We LTHilE$%. 2% RFLP | restriction frag-
ment length polymorphism & £ A T\w5,

A7t 754 DNAZEIZCAYE—}
WKRESN, CALREDEDELEF e b
LEDWI2BEZAITHFEL (5 A LI25000
B EDS A a7 ENTn5Y), ZODEL
BENCE o THEEIZRLZ->TWE I EERAL
72dDTHA. PCRICEYVLVEOMIKTHITTE
HZRELDY,EETRISIESBEHENTVAS.

INOORHBIERIROMIZ Y, EEMEGT, BA
i, B, WAEROIEZE, BAOEE
HRELZMEITH5. UK, wWThoZilv—7—
TdH, HWEEBTO X V(DS VIEETFRN)
WHET2LORENTBY, SHHRIE.
EBICIE, BWERTFE2RO LD 2MEOEED
R=A—%H, NTar 4T 1 ERKOLEEBKIZH
%3 L -2 R OMAEHLE) BROTBHICH
T2AZENEFE LW,

1. RENTHRESh2DNASEZFIBL =
B

Y=A—EHAVT, WRERDLIFRECKIES,
EED LLRERBETZIO080BHKD L, »
ThoRBEREZEEZEL TV E223HT 2. 20
DL IEEEE FHEE, FEshTwiiEs
BbHBAHA, 29 THRLETH, ZOBIEFOR/E
PHEEL TWNIEZBHTE 5. K612 FCMD %K
RIZBITAHCAVE—- SRR L2 BERZ
WMo znRL7z. BRERTPFETLHOME
HEFRETSI2IE, BREITHROZL, ZOW
RO B RAERLETH 5.

2. EHAFEHEFAL -2H

HrfFEoNT s L TefFoe MERIC, B
EDOERBIETFIFABICHRIFLET LI L3 H
A (linkage disequilibrium) & X A TwW 3,
ZDOZLiX, ZOREONTOY 4 ThHOYME
K ED® B EARFIIERERPEL, ThrR
ERCENMIEE o2 L2 RMTAEE 20N
5.

FCMD TiZZ ) Vo A E R IR RS
NTBY, EEATFE LR THEBEDO~—H—L D,
BlgEENT O 5 L Thbhro>TWwb ([M6-a)°.
FCMD #5412 13 D9S2105-D9S2170-D9S2171-D
952107 D#) 230kb DHiFH T, 138-192-147-183 & >

~E20—



OcM

D9S306
D9S2105
FCMD
D9S2170
D9S2171
D9S2107
D9S172

119 113
126 138
196 192
147 147
193 183
295 301

101
138

192
147
183
301

113
132

201
157
183
297

119
126

196
147
193
295

1 113 113
132 138
201 192
157 147
183 183

L 297 301

119
126

196
147
193
295

21

138bp -
132bp -
113
132
126bp -
201 P
157
183
297

K6 CAVYVY—bwA4270%55 4+ DNA EH<— 5 —% W T#T L7 FCMD
O HAERTZ R OB
A NIy A TENER BETHHETFIE, LAEK, BHIEL D DIS2105-
D9S2170-D9S2171-D9S2107 D FFIF T 138-192-147-183 L Wy nTu ¥ 4 T & FEH
HHEICL 5T, ZoONTa ¥y 4 FiE FCMD BE DORbRD 82% 12 3k@ 2 8lik
ENTUYAL T THL BERNZHEZ LZE=ZFIE, 2onTad [ Togaikix
L EZIHCTBLT(RERZSE-TFELRALNTUIAT), BEETHLLHET

7.

b) YA 2 uHFI4 NERMOBRIKE Y —> 1a) KBWT, CAVE— R
< —%— D9S2105 i L =B O BRIKE) /Y — v ThHB. TNERDOT L IH
B4 MO CAYVE—F2ET 540, FEREMEICEANT OEEGEIE V.
FEESRINY FE2 1K, ATOESEINVYFE2KED S, * TRLIZAT ¥ —
NV FOMIZ PCR DREIEMIZ L B34 F—N"Y FEI7F—RIIALNS.
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ANTTE A T A% R EN, BETL TN
B MWZDONTUZ AL TOREERDDHWIIA
THEETH o/, ZONTay L FIZIEE A
HICEHETTRES TRV, HIZE 2,
CONTUZATELDODNENLRY)OHEEERT
FCMD ORHE, H2VIZEEZETHLE V) 2 &
Wb % 5.

512, FCMD gldaEN7Tu ¥ 4 7hR§4E
L, Kl BRA3kb L bR T Y ARV UIF
ABEBELTHWELDIZ—HTLHI EDDbho
TWh. ZORIEEER I (BIETF L BES R~ —
Jr - O, MARZE, BLOHEETHEHED
LOFHEIZLD), 5058 100 HARTIZA L2
DEHEES NS, 1AL 25 4 & L TR 2500 4EH,
RAERRICKED SIS TE 22 ERADLBIED S
72D0, BB VITHARNITERERDPEL 72D D,
RELBBING. 5%, TYTHEROBEOR
RPLETH 5.

HEAEEA L CHMONBHEEE LTIz,
PNI =T TCAHALNETFFTEITEHA.

EbHYIZ

Uk, BETORTCWLEARANLBETZHO
F L, ZORKREOMPUCE LBH L TS 7.
RBOBRTFZEOMAT (BRIC, WAER, FSER,
REZBZW) ZHizoTiE, Bish vty v
DRE, A v7+r—2rFarery soBExr 45
WCHEE R, HELZNIRZRL TR Tk SR\,
BEITIE, FL4HREBEETORE, 250
WCZDOFREHORERY LHREE OE L &
KT 2HAPBRICEHRINTEY, #hi

HolBELZHHEMIBARINTE TS, #
DFRIIEEFAHOLICDREPEL TS
D, BIZFHEBEOMEDEEIEATHS, 0F
Y, BRREFHEBIC BT 5 EEFEREOAZHRD Y
FEWIIEEB RO —BE-EoTWnaEELZ LR
L. BIRICEDLEEL LT, BEIALELEZ
L0 ThHLBIZTRESE, WMEEZEEE LT
HEARN MR, EMmEBEELOD, BRICHPoT
BRI, EBRISHL TS RBELHLLEELD.
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