1. HREECA AT 4—1 8 (DM1) EHBEESR bOT4—2F (DM2)

fHIREMET A e 7 ¢ — (myotonic dystrophy, DM) 1%, AT A a7 4 —DHT
BEPRGEL, TOFERIFHRELBIOH A b7 40— (HEMEEMHIKT) Th
Do WYREMEMEMDBELEEA LV, BFICKVIEROEBESCHIEFRIISEIET
HD,

BASFHIC 2 DOIFRPHM BTV D, AFD DM DIF & A E1% DMPK #{s+ 3113k
FRRMER D CTG BRI 7N F#H & L 7= DM1 (myotonic dystrophy type 1) T 5, DM1
1%, FIEFE DR, g ) R, RIS b, e RBIAE TR LD EHR
AR T 2R 2 R, 612, ZlEERZ 0T 2 2HEETH D LD R
bo, REMRLDOIZ, AN, NI, PPREE, WENES, BERE, SRS,
HLZREIR, BME - BRSO 0FEN & 5, A TIX DMPK B st 3 RO Bk
DRETH Y, EITHEOTHZEN & HRE L 27 58F TILET DMPK BisFEHTIZ XD
DM1 O#ERIZAT 5,

LU, HiRENEHN SV A ha 7 4 —TC DMPK &6 OEBREZRBO IR T2551T
ZWNEET 5, A TIEE DO THi L 45 DM2 (myotonic dystrophy type 2) VD2
Wi FEDS, & DRI D, AT, DM Z%bivd b DD DMPK i&{s 112 CTG X
WEH DR 2 RS 7o 1255 OERNZK O F5 % L LT, BHIZ DM2 IZEREYTT
A

3-2. DM2 OEERBE

DM2 (34 h=7 8, FRHEEET WHHET, kW, ZoiE0), MR,
ITEAD%IE T AN, A2 R 2 AUBEIRE, FRADEFEL R E T 5 WY RiH
PEEM)BEEO SRR TH D DV, 1994 FITEM B OB KT, 34 =7, A
WIEE WO e REMNE Y A b e 7 0 —DORBER LN, 5 19 ko CTG #0 K
LECHIDIE 232 B 72 W R BEE (myotonic dystrophy with no CTG repeat expansion)
ELTRPNCHE SN2, £, BIOZA—T00, MK TR LIS HENIC A DI
722 &5, Proximal myotonic myopathy (PROMM) 3% %\ d Proximal myotonic
dystrophy (PDM) 9& LCH#E STz, 1999 4E12, RA Y NFROBEHENT Cilfs 1
JENEE 3 et R R BEIZ P E S 41, HiEV T 2001 4EiZ cellular retroviral nucleic acid binding
protein (CNBP) Bz {DHE 1A +rd CCTG VY B— MEENRKNEL AR THD
ZEMERINTY, DM2 ORRER TR ML S,

3-3. DM2 DEGERAY4HE ©
3-3-1. HIPRAMAOT4—ELTOHEK
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DM2 B DFRIEFE DL < 1X 30~50 ik C, b —MAVZRIEIR T d 5 WAL i L
DFINE TR CRIET 5 Z & 3%, DM1 TIZFLEH & 5 W 3/ NERN Ak~ 7o e KR
ELTHRIELTEYD, BARBRICEMERLE L TRIELIZVTH5ZE03HHDIZK L, DM2 X
HERE L ITEBEAGTHY, AEBICIETEVERIIRE RV, IAN=TEHS, Thbb
i P 0D S BUEE M1 2 2 i 36 K ONthAR D ARBER 7R BB, 12L& A X9 T DM2 & T
BOLNDLD, —HMOBFICRDRNI L HH D,

3-32. £HKEBLLTOHER

DM1 L [RlER, ZhgassfiE S D alReENn H 503, —MKAINCZ OFREE L DM1 (2 g
[

RZHD DM2 B#FIZ, BETFTANEEZRO D Z ENZV, MERIE, BERERSLLENRE
Tay s, REEAR, DIEE L TRIET 5, DM2 BE CTRidll SN T D N WEF 12134
v A IR 2 BUREIRIF 3 L ONBHEARIEDJRIA & 72 DR A2 B 5, 1gG I L O IgM
DOEEDIK T2 IR v~ a7 ) VEDOABHEE & @S, ZAICBIE 4 5 EEA
REEITHRE STy, DM2 BEIZEHT 2 TR O R E 121, M MRI TAH 5
o HAEZ(L, PET TAHLALFEA~MEEEHO MR T35 5, 20X 5 2B biTF8 ke
RE, 178, AT HDEEL KT+ L Ebs7, DML 12~ DM2 (3385
RNR=YF VT 4 BEENENLTRNT EREN,

3-3-3. #AIHEH L ULVERE

LA ENL DR ZEME « A K T - Ao 21X 2 29 25 AT, ERloxts s
5, YA IR T7 4 —IZEENLMOFAOT TIL, FICHHERH A a7 1 —
(limb-girdle muscular dystrophy, LGMD) & O# RN LVWERINBH D Z ENHBND,
DM2 % 9 HE DIFMIZM A D 28D 7 an—F v — & [X 3-1 1TRT, UUTIE, o7
n—F v — MIH> T d Do

3-4. DM2 D ZHHEEDRMRE L TR ELIER
3-4-1. BRERIEIR

DERIZEY, IA N=T B, BB O ZENM - KT 2 LICRD 5 2 L1, DM2
LW DifE & 72 D,
3-4-2. RIiERE

BYA MR T 4 —OERIC NEEMERE] THLZENEENDIDOT, FHEETZENIC
M CHETH D 0, HHREREEENERZ BbY 2 FE7EIE, DM2 #58bts b0
THDHN, TOIERNBRERT-D, FRENI-&D LanZ bbb LIEET D,
3-4-3. BEFFREK

FRENEY A b a7 o —ReA OB, BENRE, PR, OEEREE, G KE% O& IHE
DHEIEFEETH D,
3-4-4. HHBERTOIA F=—KE

SHEX T A b =—ESCHARHEE L2 RS 5 2 L IXEE TH S, DML & DM2
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DEREHFTROENZ/GT 2 ME L H D, RKMICHBEXAEZMICE I A b=—%23
D720y LGMD J8{El> DM2 JES] & e STV L O THEZET D 7,

3-5. EIEFREM
3-5-1. DMPK &1c¥ CTG ') E— M#E#T
A D DM D%k L1 DM1 Th 5T, DM2 ZWiOwiIC DM1 & BRI i TR
T2 ENEFE LV, ERERBEH OBGFHIRAETHLDT, MAERENRZFELTVD
DMPK B o1t 2 E iz,
3-5-2. CNBPiE{=F CCTG ) E— ME#T
DM2 ZWriZMHDOBRE TH L0, KAMTZFEL TV DHMmAESFIL/ VY, Athena
(https://www.athenadiagnostics.com/) 25D DRESLETIE, DM2 Z2Wr & ZitAiT
LT3,
3-5-3. T DD ETRFREN
3-5-3-1. TFH=ZTHHLEE
AT 4 —MEIA b =—EBEESER & 22D, BT TR T v RO F 5
& 9EZHIT,
3-5-3-2. 2F FZTHGENGEE
LGMD, ~v 7 —Hf; 2 ka7 1 — (Becker muscular dystrophy, BMD) <4y A
ka7 4 UEE, IS4 =7 D7 DM2 E#ERINEE LW LD D, MRENE S TR,
VA Mu 7 4 AT (Multiplex Ligation-dependent Probe Amplification, MLPA
5) 2, BN EREL D 5, FEANTE 2 & (2-4-5, 2-6) &I,

3-6. BhHYIC

DM2 D% < X HEFEFRIE T, £ OB T Y o PR () B 4 7~ 3, DM2 ©
X DM1 O X 9 2 RASOEAERIE 2 780720, DM2 [T BN O K T 2R L,
Z DRI AENL D DM1 & e D Z L ARSI TWD, FHEIRO A2 51X DML &
OFEPMEL Y H LGMD & OERIMENENZ EICEBRBLETH D, HREHhid 2 EN%
W23, DM1 L8720, A4 M=T7HBIANLP, BEOH KT, Rk zZ 24
52 &b, DM2 BMUORR ERRZ EIND Z L 2 <, BRI EN S IE S Z i S
NTWD 9, 26%DBEDBMEIE FTREMRE, BHAEGHYA br 7 4 —FLBRZIhTEY,
WIFEIER S IE LW -> < £ TORREIX, DM1 @ 7.3 4E(2% LT DM2 % 14.4 4F &,
2 fE D & LTW5D, DM2 OEERERIE, DML ([ZHARNEBIETHDLDOT, AEkE ShT
W5 DM2 O#IEHTE 20 o L Ebi, ARIZBNTEH DM2 BHEET S Z &2
SHICIE A B 2729 ZENEETHD 1012, ZOFFEN, HivA hn7 o —EEOM E
WD T & BHTET D,

SRR
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EERFRHISA =T HY) ERPRRHISA =770 EEREK
TOHOEHBHR EHHELOHER - HHET L BE-mOSnEy
B CE RS EIF 1Ly, B2 AT 2. WHEAR FHAR - T RETE
AybRELABITIZCL 3. BEMAHE: QAE. SRR - OEBES.
REE 1gG(EfE . MR TOHBERF
4. FFIRBEEEC B EEBRME
| e
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| DMPK _CTGYE — M | sHEEE

SA R —RELRIANEEE
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ZERIREE . ring fiber

HEHEE e 42
Mt SR —HECHAREDLE [ DMPK CTGUE—HARif |
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52 B
o [ SMERSETORETEYN (FEYH BT | %E%’ﬁf‘—
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£ Rl ~
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BTN No No

[cNBP CCTGE—H&H |
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