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A, BURRINDTORBETH LS

(1), 2, 3, 4, 5k, 8F/id6, & 74&THLT

B. BNFERICAOBMEEIIHET HBEEIVBIGE
a RARNOBBRENFIEOERDEEG 4 (BIE1E)
b #ohoiFs& (1), 2, 3, 5& (BiE1E),

k6, L 74&THET

YAz 4

8 %

BWT O] BB

(1), 2, (3), 4, 5¢6DETEWIT
Emery-Dreifuss (EMD) BT A v 4 —
FEEDW OS5t

LaF o]

XAEHLETEEDMD ORZDHEESHICIEI T RO L& THH
12INBUENEHSH (BL, —ADBREFEIZLETHRDLIE
<Thiw)

1. BENCHBIT27 £V AR, I, ook
2. LB Tl humeral 32, T Tid peroneal SHEMD

BIRETHORHIIET & EH. mEET, 21T

3. DEDOEEBEZOMO.LHEDTTR 22T 5.

4. BEMKTE, HEREELEDI2VEHESIRHB YA

74 —REET 5.
5. HEL XEHASUREICEEGT 2RER2HD 5,

FEAE M
NRH, 20PBEORIER TR

B o4

oD RBHAETAMRT 28043 5. HBSoMmgIc
LY, MRMNZEHEIZLY, 7THRVAROWEECLY
BEEOTETHEILCRY, FRRIFCHIFULN,
RIEPHIRE NS,

FHMPRAIHN, REHEEEmNEE 2T 5.

AR & KT

15

MBMEMDETIE, BB TR humeral &N, THT
{Z peroneal FHEMIZHEZ 5.

FEET, SIS B, BEE, B, KBEofh
ETAET 5.,

BROmNET 2R TEELWS, MHELEHOER
JHETFLETEZ LD 5.

i)V N
BETHREFRIIEMT 5.
FW L THREEGOER
a2
RRUILETETH 29, BEIEIRE

LREE

OHRERE B, Bk, #5HE, BE7ay 2,
BHTO Y 2) &/ H B0 LHREEDTER BILOEX,
EERRAE). 0L RRER, UdRMoOREE=S
—ZLnEgh ol 0KE TIITHIET 5.

BIRE e XS MRIRICHE T 2 RIRE

YA M7 4 —ORERER I 2B O X

1) Duchenne muscular dystrophy (DMD)
BHRBVORLRIBBUOTA a7 4 YHHFIZLY

MR A R S v, revertant & L ITh BB

DIFEMRSTFET 5.

VAru74 YEEEH (-tr7 1Y) T,

AR A IEE S RIS THL M ash b,

Faryh YEAET, ERSEICkE T aksE
TL, YAtu74 YEEERD (- Fu7 1) Hifk
T, MBS ER RIS THL M R SN 5.

Fnarz) i R, EESRIChRTHRad o
TLTWA,

2) Becker muscular dystrophy (BMD)

VA7 4 PRIy, MRESEELVESH
1285< (faint), HBWiddr5I2 (patchy) Pefadh .
DB OEL BEROVUEE vk, BETRER
—HLT, FLVWROAKOET 20 5.

VAru74 YHAEER (- to7 1 v) BT,
MRBILIEENB L W faih s,

YNar) s kT, EERRICkRTRadE
TLTWS,

3) Fukuyama congenital muscular dystrophy (FCMD)

A HRAICEY, MRENTERBEERTwS
D, GOHIIFEBINTVLILOMNREELTEDLRS.
a-VArarz)h r OBEBMERERIGT, MlEo
FtaEIFEHICET LTS,

4) Merosin deficiency # 0 ¥ ¥ KiBfE



BYA M7 1 —OBEEEERORA

A0y CPUEIC X D HEEOREMHSFINET L T
wa.
non-Fukuyama muscular dystrophy (non-FCMD)

oY attoRERLRTHERBEDO L ZAHE
9, BEREIZLIBENIIATETH .

Limb-girdle muscular dystrophy (LG) B#HIgFI A b
a7 4—

LGIZIZZ L DEBIRETNEA, Z0DH HLAREMRR
LAAMBWICRE OO, BIEDEIAY VAT ) A/
NRF=LTRTzNINF—Tdhb.

1. Sarcoglycanopathy Va7 1) 5 J 35—

TRTCOFN AT ) yHET, FWRMREO Y

HEDET2E0 L. BHELLZH VISV A VT

RARTHIRIF LY. YR a7 4 rHifkidiaE

2 EEMICRETS.

2. dysferlinopaty Y A7 =)V J /NF—

TAT VY YHRIC K DR R Shkv.
7) Emery-Dreifuss muscular dystrophy (EMD) Emery-

5)

6)

DreifussBIfEY A b7 4 —
1. XEMD X Zufafi¥k Emery-Dreifuss BIfi A bu v
4—
I A PR THIROSE R E Sk,
2. ADEMD &3 {E Y Emery-Dreifuss #IfF ¥ X b
177 4 — (laminopathy 5 I J /3F—)
73V A/CHRIC L aEDREHR, EEHE
LEBETHY, HREREAICLABHIRBENEL AR
THETH 5. '

=

AFFIC 12 PMD O35 data DR E LB H 543, EEEIZ
RLADOZEIL NV OFPSWEHERIShS, L TDH data
DEFELHTTHLEDICELREELENGHTEL LD
ZRET 5.
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YEBRPCREICKSZ VA bu 74 VBETERBNEEOR E

Mg S &7, EASME:, A B, I

ER PZ2MO7 1 BEFEREBNEELTRAVWShTEATEENY Y 70Oy ME, multiplex PCR %,
BLUmMRNABREEIFIRTEEICMA T, $EEPCREEBEATHZEICL Y LURTOREIFEEIRE {MA.LEL .
BHOI VI II2EREDH S TEROHENSFET, BXEROREFSBRTH > 287 ERH236IcE
WTHARERPRAE SN BEIOBELEBTES L, $-RASSHICHICHTESZEDLS, YUk
TOBMOFEALGFRE>f. EAVHYTOY MAEOBERF—HULEV2EFROBIAEITIZEICEY,
PCR7 54 v —sREIEBLICRAD B EEEPCRIENDHAE R L 2. ERLBEFEROREIERL T, %

DEMFREHAGHETHELITIVLES $ 3.

R BHIC

WERTIE19924E0 6 VR by 4 VBETFERFN 2 H
BLzve, BE5IF 74V b =T ERHWIEEBNTY
7Oy MENCE BT Y YBITOKRE - B, BLU
REBEZH % To T, ZD# Chamberlain-Beggs 7
54—ty MZX%multiplex PCREZBEAL, f#ifE- -1
e REEFORMPMTREIC ko /2. BEFREVRBE SR
WA I mRNA OFERFIEMIC L Y AER L Lofuh
BRRPATIL VY FREXAELTVS. 199840 51
FEEPCREY Y AN, REEFAORRABZH 21T
7. AR TRZIOYEEEPCREZEREMILIEAL
A==y 7 LTHEML, 2hE CHEIZTFERVRREE
THoTIEPNEITL, TOFHELZMELL:. —h, F2
EPCRETOHRIBEROYFrTuy METORREE—
R aho/z2ERMZ@EL TEOMESZRE L.

HE& - FiE

PERITHoTELYF 7y bR multiplex PCREE, *
7e—EOESNT BV TIE mRNARITIC & > THERFFE
TRLPo8TRREHFE LA O v ViZHIE
T275 4 v—%HAEbETER L2 RKISHICHEER
R6G dUTP %X PCR¥IBE L7z, RIBAST T b—I2ET 5
MORBBEENCHEIEL TYwaY 4 7 VET#EIE X, PCR
EYEA— 1 =02 =2X Y757 A MEN L.
PCREYEIZEIHREICKB I NS 2D ERN L HIE AW
BIZRY, 7V VORERPERPAESNS. REBET
BHEOtR s hy, ERORETEENBOMN2EOME
ERY., RE - BEHORREIIBVWTR, ThZRIEFED
05f%, 15t5&%5%. 754 <—IikChamberlain-Beggs iZ X
519DV rDIiEHh, TRELETHNN-LTWRWER
DLy yEEML, 794<—=3Iv 721 (Pm, 2, 3, 6,

8, 11, 12, 13, 19, 34, 46, 50D 127V ), FI4<
—3Iv s R2 (4, 5 17, 22, 43, 44, 45, 48, 49, 51, 52,
55, 60, 62, 70MD1I5Lr V), 754 —3I v 7 X3
(Pm, 16, 32, 33, 36, 41, 42, 47, 53, 54, 56, 58, 61
D3y V) O3EEMERLEISOED 2 v ZFITFL
pA

%8, EZEXREFIALSO—712% ) ADNADPCR %
BEHOLFERIYF 70y VEOHIRDELY Ah, —8
DIEFORITIIRE L7,

B ®

1. PERBPCREWELBZVA U7 4 VHEGFEERITOF
#at

BTRFZDI L, 6RFROERELERE TRROREER )
Fgashs: (ED. SHSHT&-EBEEMINREICBY
TIDOHETEHMOBEL T LEHEN LIFER) O
327%H72), TORTHILI Y Y 2HMBEHIISFERE
BEE O TV, REEMIV$ Y Chamberlain-Beggs
DTITA2—ky MIEFR TR WIr Y VY HFOERT
HY, 27V 3UEORBEFANS KRR SN, F

#1 PEEPCREKIVHLIZEBENFAEShAER -
REEIEH

ERER KRR RRER AR
IrVY 2 8 7V 1011 1
IrVY 312 1 TrVY 2241 1
7V 316 1 7YY 5355 3
IrVY 322 1 7YY 55 1
IrVY 57 1 T2V 56 1
IrVY 844 1

VY 12 1

IIVY 4552 2

EHoER 16 REDEE 7

ENZRBE R S E MR

17



FEBPCRIEIZE DY A DO T 4 v BIGT 2 RIS

TRED M)

1-A 100 1150 ‘200 ?50 ,300 A350 400 }50 ‘S 9 550 '600
«] DMDEME sl I S
3004 17//47
20C
10C J
1G 1 1811-H@2004/06/08 /
18C J
e EEBEM
12C ]
3¢ |
6C |
3C |
LMMMMULJ
2G: 1809-H@2004/06/08 /
EFIL F M EF2 F M
X1-B
IV V>
17 L S .
JF(9.0kb)B A -
s —— m 47 ;
48
483 - “", == JF3.6kb)»
48-5" P —
X1-C EiEEe EEES
7098+1963
7098+1963
K1 REB 1 DTS H
A CPERPCRIL 27V VA8 EMEIRT

B I ERLHH 7 uy bk I3 HindIIL, 4513 Pstl CEEEIN, FI21E&E LM, MIZIE® B4k

C 7/ A DNA B LU mRNA O

REFHF 70y MECBWTOEHORFMELN L Sh, Z0

RIZHE i PCREDH R E —F L 72,
2. FERPCRIE - ¥ ¥ 70y MEAR—IEG O AT

JEBIT 0 DMD 3. FEREPCRETIEI Y V48D &
MEREWELZ (KM1A). Hind I TREZEYK LY 2 A
DNAZHWTHHY 7oy MEZITH &, =7V 48D5
MESTDONY FiZ2a =535 N LDIZH L, 3HER



EERPCREICL AV A MO 7 1 V(B ERBFEEDM L

50 100 150 200 250 300 350 400 450 500
] 2- 70 Jp 17y
2 A c,uf i BMD %ﬁ 177216 14+15
SOC |
40C § l l
30C §
20¢ | |
=) }{ WA ﬁ UU\ U
@E  8G:632-RC2004/11/10 7
o] B
S50C
Soc] } ‘ 1 ﬁ ﬁ
éocz i
AHEE 96 1Z90RCS2004/11/10/
ol EmEM
25C )
z2oc |
¥5¢ |
EE e L
5¢ 4
A SEEE  5C I SOONRCB2004/11/10 7/
EF2 F M fEBR2 F M fEBI2 M F
2-B .
IV IOy Iy
16JF o s
(9.0kb) > T -y
16 | 3 4 163 JF
(5.9kb) = 8 == cF (6.3kb)
T —— . (4.7kb) - an 16-3
: - - 165
m16 5 ”
(3.1kb) (3.2kb)
T — Q
> 4 "?
2.C l— (3.1kb—) 4.7kb
29
PstI Pst I?2? Pst I
#93.1kb FEA
Int. 15 F2 = F1 = <+ R Int. 16
1813 1813
T —6901FiE  —130fFik T
Bgl II Bl IT
3.2kb — 6.3kb —I
Hind IIT Hind III
L 5.9kb— 9.0kb J
2 JEB 2 DTS F

A PEEPCREL 7Y V16DORERRT
B : JERLHH¥ > 7oy b I HindlIL Hyeid Pstl, 4513 Bgl 1T CTREZ LI

C 7/ 2 DNA & & il RREZ Z IR r

DNV FiFl1a¥—55Laril, 9.6kbfhmicidy v s v
377728 (JF) 2HBLL Tz, Pstl THERUIM
EifofzH 7y METIETZZ Y V481323 —5dH
D, E5HIT36kbFEIZJFA RO SN (K1B). RNA fif

Ml 2B O mRNADHER I Nz, —HidT sV 4870
EHL TS mRNA-L, ) —HiFzrvra8stxrr v
A9DIZA ¥ ba v 48D —FB (7098+1910_7098+1963) &
IV 4T O3 MEG (6829_6912) BX U7 vV v 48



BEBEPCRIEIZEAVA MO 7 4 YEEFEEFEEOR L

(6913_7098) #5727 A ¥ b AHEA E 72 mRNA-2
THY, WHITITZRBECHEIBLTO, EELESE
B OmMRNARIZLALRBDON Doz, ¥/ ADNAD
HHIREFIFITIZE Y, 41V POV A8ORPIIT IV 4TD
3 IR PAREASHEAS L2255 0, 6829_7098+1963 EHIA SR
LHELE (HIC).

fEFI2 : BMD B, PERPCRETIHLIV V160
— 73, FLBBCLEEHBOL 20— L2
HONY, TV VI6OREERLHAEL: (K2A). &
ZDNAZDWCHind I3 X U Pstl CERFREEEYIWL
THHFr7uy VEZTIE, EBICTIV V16DV F
ZHEELTW2A, BIE T3 9.0kb fHEIC, #E TiE47kb
RIZJF BB LTz, Bgl ITUMLAYFyTay
METI, T2V 16D 3MEGF O FIZIEEOAEC
O HNTHS, 5EESDSY FIZ63kbEIIBEH L T
72 (M2B). #BFEERPCRETIF4<—F1, R1IxHwY
47 VERBRLLTRIE2fToe s, EFEOESELD
7974 b OBEEFED b, F2, R1754v—I
XoTIIMIECTE o7 (H20).

z =

PEEPCRERZEFEREQICL IV V2HBMEHROS
MIcHLTHEITH 72, (koY 7oy bkiZDNA
% HindIII CEZYH LDNA 2 7a—7L LTIV VB
OERFAEZToTCORd, 7V Y237V Y10E
BB Shy A LS oRBPERETH 72, KB
RCEBLUAERIYY YT uy METRIOHENSYR SN
IV Y 20ORMOMEICE 7295, FHEE LTIERERER
BICHECHRL*ETLLDNTH 5, HEEFBERIIBY
Tid, EHEROBABLTIAL XHKREL 2B 1D,
cDNA O UFFBIBIEEI NI b, SFEELRATST
AV THRBIHVEBOMRNAEL S 2 L L ERFE:
Wiicd 2 —HIZhoTwWa, PERPCRETIRTIIA~
—ZEUNCHAGbELZEICEY, BAOTr Y IZBT
LEROFEHNTEETH ), multiplex PCRIFTH/N—TE
Lo RERORIERGMNTESL LIk 7e. fHIE -
BHCETELROAZ ) —= Vv T OHE—FE L LCHL
Ehiz, EEMTF YTy MEFEREREZRICOIGHET
Ep2 itk Y, SROBETHIREIN L L. BUERRNT
WL T Y ZIZ54MICHZTBY, BH L7V iZon
THRBITRME A ED T WD,

—77, 2REPIOFBHTER L Y P EE PCREOHMEEITRS
hie, EFLEZESHERICIVA VY PTVABDAT TR
B oI TR L, 7098+ (1908_1909) M AG % 3 A
TIAABMETDEATIA Y ZHEBI Y, 7098+1910 L
FedSmRNA-2 BICHB T 2 ML EEIC koo LR S h
5. #EFI2IZHind B L UBgl I TCRELLYFYTuy

FMEDKERDPHIZA ¥ v 15D 3 {ICH 3kb DIEADEE
bi=#, PstliZ X BHH > 7uy MEOEREIZI—RLE
o, RNADE LN T mRNABITIZTE Ty, B
EBILXUBBETPCRELDPDIZ VI EDRDL, TALPD
57 A LOBEREFER SRS,

PCREDFTHTH DA, LERPCRETHEAL TS S
GAT—RBEEL IV VNPTV EOBERITENA Vb
0 Y EMCEREI L Tw B, TOQEFICALRE LI
BROE LIS T T 4 v — B3I E 2 5 & PCRIEEDS
TETHFry7ay MEOHRL—HLEZWEESH L. &
RICBE—T 7 VY OERIZBVWTRHAEZ BB F 1D
5. BEOBEFIMICEL TERBROBHFR2EASD
CSCHEET)LENDS.

PGB F T2 DMD419%%, BMD61FKFADE 480
RRBAEZWIALTVE., 7Y YEHEDOREIZ2655%
(552%), E#545% (113%) THY, BMER (v
VHIEIEB, FEA - RS, 4 Vo U EEER) E83FK
% (173%) #FELTWw5A. RNAD LLIZDNADAFTE
TELTHENPTCERVERNRE2KBE, BETRRIIOWV
CTRNARIPTH 5.

DMD/BMD OEEFZHIZB VT, BETHBEOEHE
RHERTBWORBELR LX), ERLEROFEENIERE
NBEIR-TER, DIRRHIROREBLITEY, DHE
D—PELTROOLNERELDEZEZ L. FEERNIIIEA
2=y VU OB R RREIRASEE LG
{, FREHDEFAFED LN TWA, RFNFEICHIHE
LTy —DRRBIZEXNTH S, Ly —H~OBH
B FOHARNRRZBRRICRHETLLENH D LEL
5.

X ®

1) Roberts RG, Barby TFM, Manners E, et al: Direct
detection of dystrophin gene rearrangements by
analysis of dystrophin mRNA in peripheral blood lym-
phocytes. Am J Hum Genet 1991; 49: 298-310

Roberts RG, Coffey AJ, Bobrow M, et al: Exon struc-
ture of the human dystrophin gene. Genomics 1993; 16:
536-538

Hiraishi Y, Kato S, Ishihara T, et al: Quantitative
southern blot analysis in the dystrophin gene of

2)

3)

Japanese patients with Duchenne or Becker muscular
dystrophy: a high frequency of duplications. J Med
Genet 1992; 29: 897-901

Yau SC, Bobrow M, Mathew CG, et al: Accurate diag-
nosis of carriers of deletions and duplications in

4)

Duchenne/Becker muscular dystrophy by fluorescent
dosage analysis. ] Med Genet 1996; 33: 550-558
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FVvavAL a7 &Y 2 a7 g VBB FRISTGHZ T

g A, JRHET?, B 8309,
ZH R, yEH —RY, ME XD

ERIEF, Fal1 XBHI A AT 14— (Duchenne muscular dystrophy: DMD) (233 U T{E 4 DEES
DHBEFEEICHELEF—F—X 1 FRAFABEFZEEENATVS. COLS AR EEEICSAT SIS
W, BELOSRKENT X bOT 1 VBEFEHMEDHARIFARTHS. $E, DNATL 7071 EHV
ERELOEEENI A MO 1 CEBEFREAZEEZRRL 1.

X47A7L1ELT, ET7VOORFICHE T 3EHABRDNAZ T I ARICAEL AU dv 407
LA1EERL, REEREORI 21T/ 2EEFOZIMOT7 4 VBEGFOLI IV EHIETAHERELT,
SRISIKAFEILVF Ly P ZXPCREEFRAV:. ChoDORHICE-T, 2AMAEVSEHBETERICY X b
O7 ¢ BEFREEZMTIATLERRET B ECKIL L.

SEOHRKARIEAHREEE ERERILAEDBOTHY, COVRATFARLE>TF2IzXBBHIX
PO 4 —DF—F -4 A FRPFREGKEHEELh S,

(F=T—=F;=42u7lL 4, VAba74 7 BEFEN F—F—A4 FHTHREHYVAIOT7 1)

4

i

Ty VXRBFHF YA a7 14— (Duchenne muscular
dystrophy: DMD) i3#THEEEROGEBTH D, 10
BTHIEARRE ) 10RABEED S 20 HTE CHIERS -
DRI EELERETH S, L LHES CIRHERSE
DAT, AHLBHEE LW, BE, DMDIZXH LTHEA
DEFOBIETREIIHIE Lzt —F— A 4 F5FHEENE
HEhTwa, Z0&) 2HRHEEZERIIDET S Licsw
T, VA 74 VERETFEMITRURTH 5.

ik, YAt VRIEFEEORERYFYy Ty b
®, *VFTUy 7 APCRBICE o TIThh, E5I12#/h
EROMHEY /7 5 DNA B 2 it cDNA O &iE 2 ECHI T

EVAONED, EROZHMEIIRAREETS, dsw
BEZBRTELRVWILYFS2LET5LbDTR o7,
ZDHRATEEEOBWEORLY, BREoREL L
TWw5,
FA2BIEDNATA 707 A & B E&85T+%E
REREVFIMICAEST 2FHETH L LIZER LA 4MH,
F)IAL 70T LA ZHAWTIR AT 4 VBIETFREE
REREPOEHEICTMTHHELHARK L.
;-

1. ANI=4L 7074 OfEK

VAIO T4 VBRIEFETY Y VAOEFICHYT S 60
D4 ) TDNA 21K L, GENEMACHINE# 82 % v

Lo THbATEY LALIOBREFIZ3000kb 12K F—%AWTREYANEIAL I FIERTFA FHTANDRER
SERLZBIETFTHY2, SLIIRE - BERREEYLRE v FR{TW, AT f 07 LA 2ERLT:.
250
o
= 200
(1o
k5
:150
P
\Lﬁ100
8
5 50 i i A
0
M bk 0 = = PN NN W W A B2 &2 U1 O B 55 N N D
g', IS T = > T oo B U » T o C T o TN <6 S S o < B AN T ) T oo TR O = B \S T = Y =
2} S
= ¥
exon Nc

P RER PR RR SRR R0
MR RFERFRE R IER IR E 2
LEE S AT & - F A T AR EH

21



F)IvL 787 L4 EHWEYA MO T 4 VBRETRESESHTE:

2. EFOBETFOHRE

EFB L CEENBomME LY ¥/ ADNAZHBL, 3
BIBIZ 2= v F 7Ly 2 APCREWILE TV A MO Y
1 VBETFOELZ YV Y OWBEZITo 7z, BIBLZEEY R
ra7 4 VEBEFETI YV 2 Cy3I2L o T, DMDIEFIY
A b7 4 VBIBFELTY V2 Cy5Il & o TEHRL-.

3. 94 BTULANDONL TY FALE— a r BLUR

WEENAEE (Cy3itX o TE#E) BLUDMDIEHR
(Cy5iz ko T OPCREYZFYIAL 707 LA
BENA TN ¥4 ¥ - ar Lz, £0H, Cy3BXUCy5
FhENOUBHELZRITL, Cy3 (QE#EY / A) L Cy5
(DMDERI 7/ &) OHEMEOLRZFHUL, RELIY
Y DHEXIT oIz,

# R

1. IE¥%/ A DNA % Hlv7-f##t

%%, EEY/ADNAXYW YRR T 4 YBIETFETY
VI EINVF Ty 7 APCRIBICE 5 T2H ¥ VIR
L, =% Cy3il o THEHEL, % Cy5iT & o THERE
LTCAH) I A 707 VAICHEENA TN V4 E—var&
&7z, HA0EEHEOR (Cy3/Cy5) 2Lz Z 5,
ZOHEIZ08H S LTOMICNE > TEY, Tl ozt
STREEHETZIENTARETHLIEMFHLPIIE -
AR

2. DMDJEBID4 ) 4 DNA % v 7247

Kiz, DMDEM L W LAy 22w Th#E2T-
2. TV U5~11OREDMDIER L Y LAY 4%
< NVF Ty 72 APCREIZE - THIEL, Cy5ickoTHE
%, EWHEZCy3ickoTHERL, AYIf7uT L
ANEENA TV T A ¥ =T ary Lz, 8T T FIVEEir
L, W#EOD (Cy3/Cy5) #7774 L72d D EKITRT.
R&Ex v viE, Cy3/CyslEdrvwind 25U ETHY, K
KEYHICFAET S EXFTRETH o 7.

FIRIZ T 2 Y 45 ~ 48 DR ek (2% D IEFIC BV THRET
LizeZn, RERLZV VI, Cy3/CysHM60LLETH Y,
REZHBICHET A EWFTRETHo/z. 615, =7V
¥ 20 DR S % 7D BIERITIE Cy3/Cy5 AT 1000 L E, =2
VU3~TOREK%EDDIEF TIXCy3/Cy5LH350 BL L,
LY 48 DRE R ED BRI TIE Cy3/Cy5 HA5200 BL E,
LYV V45~ 50 DR %E B BIEFTIZ Cy3/Cy5HA7100
BEChHh, REZBHEICRETSIEDWMRETH- 2.

502, AMOEZoTs v v OREEFNDODNA %
HAwTiToZz, WFRIZBWTHIRELZ vV V2 ERICHE
THIEDURETH- 7.

£ =

Ahl, AT ra 74 ZHWEYA a7 4 VR
FREBUY AT AORFEELTo . AV T4 707 LA

22

T, 60EF*EDF ) TDNADHEEEIIZ L o TN TY &
AE¥—a v OREPRESE LD, 2070, IE¥DNA
L DMDEBIDNAZ~YA 707 LA IZBENA T ¥4 E
—2a rEELFELAVLILE L. FORKE, REL
T — 9 2 {5 WL ol ATl 70T LA
BH—L2EREESCKBEETE 20, BHibEiReTs
HLEICBVTDNAA 707 LAICHRERTVS, &
A T4 70T LAIREB VAT AOMBERLES
Lk, EREICMIRECHELACLZERTLLOLE
Zbhab.

7-Hik, DMDO#EEELT, YAt 74 VEETFIC
BOTRELTCVEL Y VIBETAZ IV ERAT YT
SN S VA T4 VEAORBMEFET 2ERER
REL, BRISHERBLTWSS, $h, FreryAZR
PHTLECHL, FYi<wA T ICEBEEEDLT T
BERIEHOEBRBEIZA-TWSS, ZDX)IZH4 DIEFTH
SNLBEIETFEBIIS LA —F— 24 FOGFHEBEOREE
OGBS h TS, SEBMLZZH AT AL
DL LHTFEROBBEERELHEETSHODTHS. T/,
SEFBLAEVATFARVA MO 74 VHIETREOA TR
2, MoOBGEFREICOEHTAIENURETHS. BIK
DHFIZBVTC, HIEFEMIEFICHELDIDICE->TET
VEH, BEPOBVEBREHEOf a7 LA 2 VB
VAT LD, RN RRETFEIEE LTURCERT 5 WHE
Hhdh 5,

L, <4707 VA RHW-VA N T 4 YBIEFRE
MY AT AORBIIK Lz, YAV T 4 Y BIETRE
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WERERBI VAT AOREEZITo T LENH 5.
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Multiplex Amplifiable Probe Hybridization ¥ % Fi\ 7=
UZ2tua7 4 VBIETIY Y v OBHERE - HEDD

Al

*k, Al

&m

ZEE : Duchenne BB X A7 1 —(DMD)DRERTH 3T A A7 ¢ VBIEFOI VYV 2 EHER multiplex
PCRZATRBEINLEEBEI 7V REEZEMNHEICHER < BT % Multiplex Amplifiable Probe Hybridization
(MAPH);E#BEST U /=. Multiplex PCR TREAZRH LV 4 ER TEEZZBITLALEZS, TV 12, 50-52(D
BEHPRAEENE. 2E{ESH, multiplex PCRE KT MAPHEIZ K, DMD 240 65-67%DBET A A

BETH 5.

EUBHI

Duchenne®# VA buv 41— (DMD) OERTHAH Y
A bO7 4 yBEEFREICE, KRE CEYH HER, RE/
BAOMAEER, 7V—A3 7 Ao NTWES, BE
121X, multiplex PCR, ¥ ¥ 7uy bTbhTWw5.
Multiplex PCRYi%, ~60%Hi&DIEF DLy Vv ¥ REEE
352 EHFMETHY, S5, $Fr7oy METINC
&0, 100%DFLRRERLEFEVFBIMITRETH S, 72D ~35%
i3, EEBRICILEF VLR, 7L—AT 7 M EFIE
RITHMIRE A, ATITAAFMNOEREZZ HNRT
W5, INLOFNEREIZLTWAEDIER, YAMaT4
VEETIC MEERERBEF CREROZOY A XIlh
A, VAP 743, X$REED01%% HD, 24Mbilb
Y TOEDTY YV UHS ) ADNA EICBHEL Tw5h. HiEF
BT, BEN, BHoE»S, BEHOMN IR Tw:
WZ ENEL, i, B%TEIDRMmBERESRESIRT
w3, 4, #3tid, 20024812 den Dunnen 512X DR S
7> Multiplex Amplifiable Probe Hybridization (MAPH)
BORFEN L0 THET 5.

MREFE

MAPH #:1%, WGBS 2 HOHHELE Tu—T ¢y
MIXYERMYY Y Tay FETY, ARShATu—7
% PCR¥IE LEYEDNA ¥ — 27 T U4 —CRE, HEZ BN
T5HETHS (Fig.1). Amplifiable probe (DNA probe
set 1X, 96 well plate IZ/MESINTHE Y, K4, 10ng D tem-
plate # PCREHIEL7-b®) &, FHK144 10812, DR
JT den Dunnen (Leiden University Human and Clinical
Genetics, The Netherlands) & DNA probe @ material
transfer DEIBEFH L HZ, FEIZARKICAFLAL. DNA
probe set {%, 96 well plate IZ5HEENTED, &4, 10ng
?template # PCREHMIELAb D THS. Al-12~GlT7IC
exon 1-79, G8-12, H1-6ZBRCA12, Y-chromosome, NF2

amplifiable probes

e

nylon| cfr' b hybridize
filter {a‘ o
recover and
amplify
bound probes
— =

Fig. 1 General principle of MAPH. (citeted from Amour
JAL. Sismani C. Patsalis PC. et al: Measurement of locus
copy number by hybridization with amplifiable probes.
Nucleic Acids res 28: 605-609, 2000)

gene DWIRIZHE H probe 23E X NTw/z. DNARBE IS,
2~ 144ng/ u 1T, SEUH3%T H0— R STEFIKE LALE
Frv 7722 h, exon 25,7,24,26,34,44,58,65,69,73,75,76
VRERROS (Fig. 2A), 10ng ® template % F PCR 1
18 L, MicroSpin Column S400 CHH L7: (Fig. 2B).
F#E1E, 1) micro-Southern Blot: IEE AHMIRHEKDOH
EEDNA (>05ug/ul, 1pg/spot) ZT7IVAHVMELF
4074 NVF—IZUV-20 AR > (50 m], each side)
L7z. & b} Cot-l DNA, herring sperm DNA&HIBIET
pre-hybridization #, probeiZJ¥ 500pg/ 11 (each exon)
G hybridization 2 T o 72. 60T T 1xSSC/1% SDS,
0.1xSSC/0.1% SDS T#iJ1iZ wash L7z, 2) first & second

SR e AR/ R R
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Multiplex Amplifiable Probe Hybridization % I\ 72V A b0 7 « V{7 vV v OR# AR RS - B

T

2 (A)
Probe Set A

=Ch) 52 78 716861 782877 14476264 76226313 56 16 7459 7651821 43582954513946 3 17361028 194440 2

- -

Probe Set B

=X 34 69 237942362672 4 6312538335737 683235274124 959 12 8116675 5 7315 6749555348 145

MY 34 69 267624 7 65 5875 5 73 44 2

Fig. 2 Amplifiable probe sets of MAPH (A, B).
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T T
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Fig. 3 Trace patterns obtained from analysis of male control individual by use of probe set A-1, A-2, B-1 and B-2.
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