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BEFOREM R e (BEESRBSHAEE)
WIGMT R G &

FHSD DR & & OB REAR T2 Wik IC B4 D BF9E
FORER R R R R BT TR R (L F 0 5

BroEERE B B T

WEEE

BiEE R EREA A hu 7 4 — (Facioscapulohumeral muscular dystrophy, FSHD)
I, AFLREET 7 A TEED DAZ4 KEESINZa— FENBE KA LR vy 7 ARER T
DUX4 OBHEREANFRK L E 2 5T\ 3, D4Z4 KEEFIOENE, SMCHD1 &EFER,
ASH1 b R b A FNVEIREEER DS D4Z4 DEEBIEMELICEfR T2 Z &2, FSHD ix=
V2 RT 4 v VREBTH D, TOBEMERFEROIOIZ, AT FSHD OEEER 24
FHAREOMBIT R BTV, BT, AP INETICEELTE s a~F UHlE
K FIZEET AMENTFIE L BRAE L, FSHD OREMA & 5 LW THEMEERER B2
BEDOBREEBEREL TW5, ;

INET, DUX4 ZFrE—F— -« LR—FZ—OHE, ASH1 ROBEE S o ~F U Hl#EH
FEEFD/) v 7T M —4F DNA —F U —iZ LD D4Z4 EE S| D de novo > —
o T EToTEE, AEEIX. ASHL / v 7 70 b~ U 2OFRBENT. non-coding
RNA /v 7 B0 F ) IXTVF REAWET BT =27 1 v 7 IRREDORF  PaBio RS |
Z /= D4Z4 BAC 7 o — T — X A= denovo T2 7 U DT A — X ik &
BTV, EBICH ) 20 b ABYAED DAZ4 BB 2 BT 5 FEZRART L Z itk -

T ERBEFZEEZ R LT,

AFFIEEW

FSHD i, 4 BRAKT 2 A TIEFEICH D
D474 EES D 7 v~ F o EEDO L&
ELT IR T 4 v I RERTH
HEEZBNLTND, BEANTIX, D4Z4
I~ Ta s u~F UoRERERY . YYI,
EZH2,HMGB2 2 ED~FT s u<F M
HEFPFEATDHEE BT, DNARBAF L
& T\\5, —J5, FSHD % Tid D4Z4
fEiO~T e u~F o OFE LRI ERTF
DOEERLDNA A FNALIMET LT3,
ZOFER., FSHD B3 Tld D4Z4 fBI% D
BEIEEAEEY, REEIEEICa— RS
NTW5 DUX4 BERENEA L., AU
Yo THEHENSIERE_ENDEEZLN
TWo,

DAZ4 fEID 7 v~ F o EEN BT B
BRI 2 2mbnTnwbd, —oik, D4Z4
OREHE EMHTHZE 1), 95—
i, ~Fa s a<FoH#EEF SMCHD1
BEFOEETHD 28), ALTIE, EH
SRR B v & — S FSHD D&
T2 EIT->TEBY ., 2002415 2010

FEEk To 10 £/ 915 fEFIO FSHD 22
BWrLTwWbd, ZOF, D4Z4 R 7T~9 22—
b B VW EF 2OV T SMCHD1 &%
FDIZT V= lr o TR T o T
F(Z 2/3 TSMCHD1 DEREN RSN 7=
(ZfE-lmH5), Zhid, kExonT
Wiz X9 1B L 2 BINEREEIC DT 65
D TIE72< . FSHD X D474 ORI &
SMCHD1 %4 & T2 REMEAR T (T
4 T77AT) WX TIREBRERER~LY |
FATHDHILEEZRLTNS,
AWFRIT, DX 572 FSHD 0=y =
T 4 v U IR EREARICE R A Y T, D474
RO EHI A O, o TIERTEE
FEORFE., HILVWEBERZHIEOREL B
LTWa,

RERE T, EEEICT kX ASH1 244
D57 vwF UHIEETF REBMEOE
. ASH1 / v 7 7 U b~ ADEBIAE
W, DAZ4 RT AP 2= v TR
(FSHD ERBET /VEY) OREL. D4Z4
R Z &t BAC 7 u— 2 Di—i
U T RO 7 AT Y XL DEE (ZER




L OHEFEBFZE) . IncRNA #1851 245 /7 v
7 M7 N TS LNA gapmer D6 (B
M OIEIE) . S HITBE T L b
DAZ.4 G A IR WIS 2 7o oD D F Al
I A AT o T,

B.E 1k
[ 7 v lRT 2 2770 Mao
k]

A s g & FiE . CRISPR/Cas9 25
LA VT C2C12 = 7 A 2k ©
ASH1 KX Suzl2, G9a % i Eh iz
AT ARSI Z . ASH1+Suzl2,
ASH1+ G9a % [AIWRFI K a4 5 il ha sk 2 4t
L7,

[ASH1 / v 7 7 v h~ v ADERK]

A4 - CRISPR/Cas9 v AT L& v
THISL U7 ASH1 28~ 2 L C57BL/6
L ORER A ED B L L bIT, Bz ASH1
? SET R A A &S U To st
ATV, post-SET NAA LDV AT A ik
EaE KB HER~ 7 AL LT,

ASH1 #fr T2 B X D HIWIGE A~ 57
WEAREET S & & b, ASHL ~7 m KR
7 U ADAENS K o THREXRF~ D ANE
#%1BBRICEEETHDZ xR LT,

[DAZ4 F 52 AT ==y 7= ADKE]
BTAEEEICHISTI L= D4Z4 I v AV ==
w7 AL CHTBL/6 = 7 A L DAER %
W, —BRT ASHL KB~ R & bR %
T,

(D474 77 ) GBI O R BA % ]

CRISPR/Cas9 > AT LIZBWT. X7
7 —PiEME KIET D Cas9 (dCasiZ
FLAG & 7 &{tifiz) =) NERE
(FLAG-dCas9 % &Rk Lic, £/, 4 FYE
& 10 FHYeta il D4Z4 FERIGEIR O 35K ¥
2 DR BELERE Y 7 V0 (pLAM EEF)
T, FNENESN DR DEALIT T 53
REH A F RNA (sgRNA) & L7,
FLAG-dCas9/D4Z4-sgRNA & k%2~ 7
Fy hE—RICEMREL, Tk 4 FLE
AE 7213 10 BYaE O pLAM BLF 2 &
75 A3 F DNA 26 &8, FEMRS
% PCRIZ X o THREL 72,

(i B i~ O A )

AWFFEIE, ARSI 2 DNA 2Z B2 K
O R B 2 DIRGE & 15 THT » T Do

C.HF5ERS 3
[V va~F MK/ v 277 o Mllao
1Rk ]

ASH1 3 HOX iz 7 O FE BLHERF IO 2022
& &1 B Trithorax 7 /Vv— 7 RFD— B T,
HOX {1 D3 Bl & i -5 Polycomb 7
=T R EREFIER Ly a~vF
Fbs 2 A %, FSHD 1AW Tk, ASH1
2 D4Z4 ORGIEMLRF & LT, ~T R
7 1< HEIE T SMCHD1 23 i A -+
ELTENENABLILTWS D, D4Z4 1
BT % Polycomb KT DOFEENIARHTH 5,
ZF 2T, ASHL W3 57 < F il
RT3 E D X 912 DAZ4 OIRG Z Hfilfd-5
BIMENTT DI, MRS & &~ T
Z A FHHIAEE C2C12 2BV C ASHI,
Suzl2, G9a (Ehmt2), SMCHD1 % %1€
FUVEAR B A KR T D IR A R SL L T,

Ashl. Suzl2. G9a lz>W\WTIXFNFh
12~30 7 o — %70 1 {0 RE KB
RISLT D Z WS Lis (BEE8A), &
512 Ashl KIBHMIEZ FVW T Suzl2 £720%
G9a %/ v 777 L. Ashl+Suzl2 ¥
Ashl+G9a O AE D THREEA K
95 FNERR & S Lz,

%, T Offiffatk~ D4Z4-BAC 7 1
— B AL, D4Z4 O BRGEHAS & iF
Wi s e e bz, C2C12 Milam b RICB
%7 a=F R T O®RE EZBH O T
DHFETH D,

[ASH1 / v 7 77 b~ ADERK]

In vivo I8\ T ASH1 25 D474 DIRE %
ED X 5T A ETT 57012, IF
FEREE |7 B X5 x CRISPR/Cas9 ¥ AT LIZ
X BASHL /v 77U b~y ADIERE .
C57BLI6 N 7 7T 0 v R~DREEHED
2o THETIZ, ASHIDZ /7 V22D 2
fERTICHANT B 4bp KB, 13bp KiH. 1bp
ALWVWHINTHRE T L —LT T FERTT
v AERIKERSL U (B 3B),

INETIZASHI AT R RET T ADR



Bz k- T, A% 0 BETREA VT ADE
ANz > THRERBVABRREL, ~7
ORI AR 2B U TRICEE 2
DWW RSl (B 30), £z,
ASH1 28 Trithorax 7V —7D—BTh5H
TEMNLHEMECLI-C2DRAZTT 4 v 7 ER
NTFEENTZN, w4 7 v CT T TITE
WETRIIRD o (E#3D), —7.
A% 1 BERIBETSE ASHI REXRE~Y
A 1IESEEESNBRN T e, BRI
FEMEERTZ LB LM R 0T, BIE,
B FROBREEZITo TV D,

ASH1 ®SET KAA »iFe A H3 Y
P 36 (H3K36) & FrEMIZAF VLT D

(Tanaka et al., 2007), ¥£7-. ASH1 %/
o7 X745 L DAZ4 fEI O H3K36 A
F AL BRE T4 5 (Cabianca et al., 2012),
L7 L. H3K36 A F/1bs D4Z4 OEREE
PEALICLBE D & 9 IR EN TRV, &
T, AFIALIEWEE R RV ASHT B R
(k%15 7-%,CRISPR/Cas9 ' 27 LT &
ATt X — T 4 T EToTo, B
EHERLCHHE ATV VEEE1T I/
BRI RZIH-T-H, RO ICHERTH D
S-adenosylmethionine (SAM)FEA R T v
NEFRETD Zn 7 4 VU H— AL DY
AT A P Cys?2220 % KIB§ 2L EEH
Boniz (Bf3E-F),

[D4Z4 N T v ATV ==y 7= ADKE]
ASH1 R~V AD—H & D4Z4 b T A
P IO ADKREREEDTED .,
A% DAZ4 B EiEMEIIZ ASHL Bon £ D
E A b AFNVEEBIEERSNETH D0
EOMERIETHTETH D,

[D4Z4 7 7 KEEIROFE RIS ]

FSHD D& FRZEHICIET T, BAEDKK
SR TEREEZRAWD FENL LV EHET
ISR IRBRE A b TR R FT e BT
SBUEA TS T AT, & & oL
12X > C DAZ4 B D > — 1 v v T E
FERKTHLEE LIS BES ) A6 D4Z4
PR ERMCHHE T A FiERRE LT
“HE T, PacBio — 7 I bEDN
Tu'5 Phi29 DNA R U A T —F¥ OFFER
Z FT D4Z4 FEIE O HEIE % 3 TRZ 25,
ALERE L X 512 CRISPR/Cas9 v AT L%

o U728 LWRRIE A2 BRI LT, Cas9 iX
i) DNA @ PAM 251 (S. pyrogenes H
fed Cas9 DEFA NGG) #3-BikL. A K
RNA L R RIERELS 2 EIT9 5, Cas9
OT I ) BEEY 2ETTBEBLX I VT —
PIEMEZ 7720 Cas9 (dCasix. RIERIC
PAM E2%| %2385 L7+ F RNA &R 2
DNA L EAERERART 525, DNA Z 8l
LW oMEICEeET dEZF->Tn
A, %5 T.FLAG % 7 OfH 7= dCas9 & .
4 FYe iR D DAZ4 BHIEN T 10 BYRARK
D DAZ4 FRFEIEB OB N FERR T A R
RNA Z& /L. TN ER DNA &R
FINCRE AT 20 E ) MERGE LT,

%", FLAG-dCas9 (KM KZFEHES
KX vEE) % pET24a X7 ¥ —ZH 77
n—=1 /1. BL21 R Z MHIIEIZEA L
T30CTHRRFESE, VarvF U A
B (1,403 7 I /88 tLTHHELE (B
#3G), 4 F L 10 BRAMFITHFEYLRT A
R RNAIZOWTHE, #FhF1 3 @k 1
HERROENERS 25 A > L (FFEFHEH) .
in vitro I8 B S & > T RNA Ak LTz
HFLAG Hilklc L » T~/ %y bE—X
(Dynabeads-Protein G)IZEfE{k L7z
FLAG-dCas9 & % K RNA #n ¥ .4
TP T 10 BYRGEOES|Z Y7 7
0—=7 L pBSRY ¥ —ERIESHET
i, FRFENTFRENTENES EFEET
AL EMERLE (B sH),

ZOXIIC L THER L7 DAZ4 TR DR
x XA AET A1, PicoGreen % C DNA
s LEOETEBEE T I DNA O R S &2
ET 5 (EE 3D 2, £/ DNADS
F7213 3 WO & DNA B A
T5HZ LTk > TDNA OFEHEEZHRET
AFENEZ LN, SHROBREFRETH D,

D.Z%

FSHD D=t X7 4 v 7 IREEAEIC
DWTIE, ASHL L~T a7 a<TF Al
A7 Suzl2 (Polycomb 7 /Vv—7"), G9a (=
— 7 a<=F o MmEIRTF) OF TV REME
PRSI LT, BEED W5 SMCHD1
L ASH1 o # 7V RBMIAkkE ED. 5%
D4Z4-BAC 7 v — % Fv 7z D4Z4 E5-Hi
TS fRAT D= D DEERY — NV &R D,

F4%1Z D4Z4 OFELHIEERE % in vivo T



ittt 5 7= ASH1 Kif~ 7 AZ-2WT
% w20 EmNCB A s

WRZ 3FE, SET FAA LD AT A
ﬁ%%l?‘/@4V7V“bﬁ%Téﬁ
WA 1R, Fh 2N L, CETBL6 ~
D3 7 7 Az TG, r///2
O ASHL 7 v 77w b Aik, BN
AR O B ETCILA T AOIEINCHE- T
ERICHEA L, HESEA R bR A AT o

?Wﬁ%ﬂ%énmmokobmb
ASH1 /REXE~ 7 A4S 1 B DRG]
i BE SN ol Evs . ASHL
RYDSERLEAENETd D Z & DI B 2T
oln, oML, A% ASH1 ORE A AR
(19 &3 % FSHD ORI I % Mt 3 5 BRic i
TORWER & UTHEERRE P HLE L Sh
HI L EEWT D, BIfE, ASHI 23 iE3Esl
T 5 PR, BT ASHL & BRI
MLL O R {aT Cdh 5 PITX2 MREEL L
TN DR T 2 O SRR S MR 58 21T
ST,

FSHD OJjﬁ]: I./II\N/HJT/}, ’31/\((‘3:\ 20
DR xRN H o7, £, PacBio RS
kB —h o 7OV T, de novo
7Y T VISR L=y — o v A A
WTY S 2 b— g VEREZITV., PacBio
RS@l%»%kD@??%iyb@%+

D1 OT— ﬁ%f?“@/?‘)iﬁﬁf ETH
6(%6@@% 2 & KL NE
&?5)v&%ﬁbﬁoég
FLAG-dCas9 V =B NERHEE 43
Yefa R 7203 10 BRAERICRF RO R T A
K RNA % FT D474 fEI8 4 5 B (s il
THZENBEHACHRETHDII EERL
72 Lo T, ASEBRFEORMM LR L
7277 . DNA % H|[REERAE L, %
<7 %y b =@M LK
dCas9/sgRNA O Z L% LT D4Z4 18
oL L, O DNAMAFOEX2E
BRAETSEEVWI U— 7 a—B5ER LT,
Stk AEOIRBET TN E RAVTET
HZWOWMiE. BBt s & —
TEGTFZHPHEELTCWDIEEFEOY T
NERAWZEBEEORIELED D TETH
Do

EXIEHEN LT Sl

PR E OB S & D o0 AT C
Heh T2, F o, BRI DV T

VI T/ v 7 70 Milase ASHL /v 7
T hwUA D424 NI LAY ==y U
= 7 A Lo LWL O Wi 21T 5E
L. 2B EEOMITICBITT DB
Tpo CTUWNA, WEIEEICOWTH, IncRNA
1289 % LNA gapmer DG & T A R
(DBET 3~ % —, D4Z4 N T A
oy VT A) OSLETHED D Z &N
Hislet= . BMiEIC DWW TiE, D474 fEhko
47 2 DNA RSN S v —trv v 7 e
I3 DNA #0640 L AR S OREE T,
FEARW IR G2 7 VT B L3k, =
OOFEO P T biED D T LA kT,
AT Z RN Th -T2, EEOWF
ZERERE N S RIS To RN D E B — T E
WY 5FEE L TR WIE G E SN TWD DN,
S B OsENRE B L TEES LI,
ZHE T, FSHD D2 Wi i Mt RN
AR AV D I L < BRCARF G
e el 23 D re o dz, WS THEL. 2
FC10 5 AWK BN EF LN TW/ZFSHD
BB 12 A&V ) FREHRS SRR TV
é AW E LTRARFVA a7

—HElCERE X FSHD 4 ﬂ‘/\ Iz
T%\m%&mBNMD%ﬁbﬂéﬁwm
FEFICEVHRERHDEDHEELH Y .
EYEB)RER A REA L7128 LW mﬁ_ow
T, EREAZ B L T HICMIELE N
DR R L R ORI A D TITE
A

PR R
RETR Lo

G.WrERER
1. FIEE
Sequencing and de novo assembly of

macrosatellite repeats of the FSHD locus.
Morioka, MS, Tanaka, Y. (submitted)

De novo assembly of PacBio sequence
data by homopolymer contraction method.
Morioka, MS, Tanaka Y. (manuscript in
preparation)
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BEERAEGSRA a7 —EETFEDY
— vy (B AR - AR R

H.AHI A EEHE O HFE - BRI
1. #FFFBU=
ZRNEEF (REXRY~>—MEEICLD
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EAGEFREREMS S (EEESRRGILFIE)
I FE e &

FSHD D@ sy FIERIIEREIC B4 24158

W HEE

Pt FOR B K S K A e i e R BB 2 4 BF

s
i)

MEEE

BEEEF LA A e 7 4+ — (Facioscapulohumeral muscular dystrophy, FSHD)
d. 4 FRAEMET 0 AT H D D4Z4 KIEEBOEE N EMEL S, £ 0RE R DUXY
RAFRy 7 AEERTEFEREIND Z ENETHEFERORREEZEZ N TS, Fx
3. DAZ4 FEROBEFRMEICIEY v~ F U EEREERTFO—2 ASH1 BLETH Y | §
(2 D4Z4 B D 5 2> HERE X415 long non-coding RNA (IncRNA)?D—7%& DBE-T 73
ASHI1 D SET RAA VA LASH1I %2 U 7 v— h9 52 £ 2#E LT 5 (Cabianca et

al., 2012),

AWFZEiE. FSHD O FEREREOREZ BiF L. FioHhx ORI NV— T REM &
3% ASH1 & IncRNA & DHEEMICER LTDBETIZHT 2/ v 7 X0~ T aikik

PER LT,

AFFFEEIY

KEB4r o FSHD B3 Tl 4 FLRAEERT o
A TR ® D DAZ4 KAEELFI AN EEHE L <
WA, 5 2 TORETEINLTY
A4EEE (NDE; non-deleted element) 733
%, F# 12 NDE ##i#> 5 non-coding RNA
D—FETH D DBET (D4Z4-binding
element) NERE XFu, 2412 ASH1 @ SET
RAAL U NTHEETHZ LICk»TASHL %
D4Z4 FEIRIZ Y Z N — T B 2REL
TW% (Cabianca et la., 2012),

ASH1 X HOX #E=TFH O BHMERICE
5 Trithorax 7 V—7DO—BThHOH ., *
DSET FAAL N> T AN H3DY
T 36 BIERAGIZ A F LT B (Tanaka
et al, 2007), ZNETIZHAD SET KA
A VB RNA EEETHZ LidlEESNL
B3 H D5, HOX BT LIS T Trithorax
K+7% non-coding RNA L #EAT DI &%
RLTZDE, Bx DBREPERTH S,

D474 FE DEENEEILEND &
D474 KERIOE D 3" il D4Z4 12 =2 —
KF&Enz DUX4 EREIBEIND,
DUX4 IR A F AR v 7 ABROEERF T,
EHIZTHO PITXL & W) Bl DERER
DORBEZFEL, TOMEMHEHEEI
IFTEEBZOENLTVD,

D4Z4 FEIR DEREIE (LA b PITX1 D%

BIZE 5 @B T, FSHD D4y FIER AR IE

LR BATREMED & 5 DBE-T, ASH1, DUX4,
PITX4 @ 4 SDOERMEF OHF T, Fxidx
ty EFRICALE S % IncRNA S FSHD ## d
B TORRBIND Z & (BREM)
FEEHL, DBETIZHT S /) v 7 X T ~T
aERET VA v LT,

FRa o NTHEEE () IX 7 VA R)
LB/ v 7 Xy rEiiohc, EE s
% (Bridged Nucleic Acid) F7-1% LNA
(Locked Nucleic Acid) & L TaHIBNAH L
WATLEER L, ZEHEERO VR — ALK
WELrEET D2 EiIck Y, BRI
T AREERME., X7 VT —EmiE, X
DICHIIEBOE R Z B B &\ D i E R
LTW3, &blZ, /v 7 ZouryFyao
Y5 % RNA-DNA-RNA &\ 95 ~F o ik
WA L2k b, ko DNA #B55 A E
B RNA L#E& L TAE L% DNA/RNA ~F
o " E#% RNaseH B30T L. =izt »
THERY RNA 2RSS RT 5 2 & 8 F]
BBl 5 (BEEH4.1A),

AHFZETiL, % 3.4Kb & 725 DBET I
s LT 20 FEE D LNA B r & L.

B E
[LNA gapmer OA %]
V=T YA ot (Bziqgon ) O/ v




B AN AOTA T ) X ]
W, DBE-T (244 % 20 filifEHo LNA
gapmer (~7 BfEHE) AR UT-, Fo.
DBE-T OFEH L)L BT A7 O
Tagman PCR 7' r— 7% &R L7z,

[DBE-T Jg8l~ 2 2 —DAEk]

LNA gapmer O} % in vitro TREAli4
5=, 3,374bp @ DBET % CMV 7'm <&
— A Ty == U3 o~
fEpk U7 (B 4.1B),

(ffi B i~ OB B

AAFZE 1 FSHD B35 th e ofila & i 5 F

ETHhY, AEEEBMEAFEERZES K

W%%lw)&oﬁ%ﬁ$ﬂ%ﬁ{ﬁéﬁ
£ KRR 2014-012) DR & # TR

%@Tméc

C.HFoEHE 5
[LNA gapmer O )ik ]
DBE-T (%9 % 20 fii?> LNA gapmer %
AR LT,

[DBE-T 5~z é!wl

DBE-T % FSHD (A5l C o Ao B4
QO%QT\MET@//yfﬁ/%ﬁ%
L ERT S oz, DBET %
CMV 7’ a®—4 Tl u—=v27 L5
WA H—%lEfk LIz, 77V —hr&L
T. PacBio f##7ic b V= BAC 7 u—>
PR11-242C3 Z W, ¥ —F 7 &
- s 2 fEsE L7=, DBET ©o—#id GC
EHRMPIBO TE <. PrimerSTAR GXL
DNAKRY AT —E (XATF - A44) IZ&»
THEES D Z & & RT3 F TR A B
TL¥E»7, CMV-DBET RHE~J ¥ —%
HEK293 flifgic —@ERB =&, RT-PCR
\Z &> T DBET ORBEEHR LT,

D.#5 %

FSHD @43 FEETEEE & LT IncRNA
O—FE T H DBET 2% % LNA
gapmer % 20 flifpk L7,

nb / w7 By AU A OB G
T 510 IRAE DBET 387 & — i
N Ltﬁiﬂﬂ@f@ Tagman-PCR 2 . % JE 1k

AY Y == T HEAT TN D,

Lth. DAZA FT A ey I A
Sl OB MESERE (MEF) & 72 1305 250
TO /vy Ay ER, &6 FSHD B
Ml fiie CGRRSM U > /RER & 7213 1PS
R e D o3 (b 2EMIE) & FE LT D,

E.f
DBE-T izxi3 2% 20 Fio>~7 2 7
(LNA gapmer) T &R LIS, 7oA
SBONH EFASEN -T2 (DBE-T 88~
2B — D424 N T U AT = IR A
FSHD M) EEDORA 7 UV —= %
BB LB THh 5,

P A b i

ML,

G
1. nlllli’vé%
L
2. WK
L

H. A9 PEHE D HHRE - B gk
1. BErmis
7L
2. ERBEBGE
2L
3. it
2L



R AT B

MR e (EEESRREIIEERE)

SRR EE

D474 RAEBH D — i v T4 5 HE3E

Moo EE  &HRE

R B R K A ST T

Bh#

MRS

HmEE F B A h a7 ¢ — (Facioscapulohumeral muscular dystrophy, FSHD)
DIRRE & 725 4 BYART 0 A 7O D4Z4 $851%. %9 3.3Kb O EEICBEES N GC
Uy FRESNP 2 —RETEI~A 7T I NI~ bDO—FETHD, HEED
Sanger ¥ — 7 AERLK MR T — I  RIETIE, D4Z4 OREHEM LV HEWVWES L 25
LW D, FNEFNOREBEMEZTERICEXTT BT AT 5 2 LI REREICED -
Too EBE, ABREERDOT o ATIEFEL, TN EHRMEORWEEE &1 10 BRAKOHE
BWITS BICEDLE T~ U AFERBIT L A SEN,

AW TiX. FSHD O¥ii- 2B EF2 Wil o B L <. D4Z4 fHig % &1 BAC
77— VT PacBioRS 12K 5 denovo 72T U ATz, £/, Bohlzy—4
VAER B AW T, EERIZ D4Z4 HIH D de novo 7B T VICHELR Y — RECCEF S

FVIalb—Va VERICK o THRIEL T,

ABFFEET

E k4 FBLREEDOT v X T EECIE,
3.3Kb @V s a KEES] (DAZODMEE A
TR 100 2 v¥—HFET D (& 4.2A),
B P LY R o 7 — (FSHD)
BFETIE, D4Z4 O = B —#28 10 DL T
WLTWA2» 1B, Eid~Tusao~
F KT SMCHD1 BizF 08 ER LT
W3 28 ZERmo5NTND, TORE
B D4Z4 D~T 1 g awF REE IR,
D4Z4 23— FENDHFAF Ry 7 AR5
HFDUX4 BRBEIND T ERHEMHOI
Fzhd tEZbNTWVWD, BEOFHHE
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