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I. %%
Background Question 1-1 1. #gENYA D71 —L 1
FeaE M 2 b0 7 « —OBERAIE o H

OHBEMRD A MOT 1 —XBEEFOELICE>TELS.
Q1 BE2BPINETICAESATEY, EBHICERBHBEETRTHS.
®1 B3 DMPK E{5F®D 3’ IERRBEEICH TS CTG J E— bH 50 BILLEICHR

g TBRIEICKYRIET S.
R @2 I CNBP (ZNF9) BfEFDE 14> bOVICHEIFBH CCTGUE— D75
B EICHBRTDIEICKURET S.
OFEE LT RNA REDRSH, ZHBEEDQDFRREEZSNTNS.
4
Bx- B8

fERE Y A b a7 4 — (DM) 1 FE GO AREE R % L 2 85 ERETH S, DMPK #
T2 o0 VLR O 3 IR CTG V¥ — MIRIZX 5 Z L2
TNREN2 (18 DML). ZDf%, CNBP(ZNF9) #IzT-DH 14 ¥ ha /285 CCTG Y
¥— MIEY, BEETHLILIVREN (2 : DM2).

WENRD RO AEREEEAE 52800, RENICEBOBEDPGLET DL L%,
N HEOTCTHIEE 225 2 EA% . $512 DML TIREBURHEI S % 380, BHE (5 5 v
FHEEIR) TR EERTH L I L DL, BREMKEBTHLILICAITVTVWRVWEE - K
Bd\WaH I EICEBEHFITERTRETH 5.

BB TETYR 1)

DM B% 0% { 7919 Fetath (19q13.3) 185 2 = £ 471980 FRIHI S L 20, dys-
trophia myotonica protein kinase (DMPK) #fz¥-12 CTG O 3 A&k ) & LECH] o Rz 2 38
Db, WhbWwE MLy P E=MEODLEDTHSL I EAT1992EIZ3 DD 7NV —T 051
(ZFRHCFE L S 72 0 DMPK {510 3 RIS BT 5 CTG #: 0 & LELHIAS, 1EH T
1235 [ (A& 37 1) FTHROICK L, AETIE 50~5,000 BIIHRELTWS Y Y E— b8
Bl ral, TIEIZARD, BEFRIEIL2ENIH L EHFHON TS, JE—-FOES
A T—ETIE AL, BEYFTRIEDPTL 25 ] H2H 0, ZBUREEHS (antici-
pation) &I S, FFIZ, HEBWERE CAIE L Ao N TR WEEEI 5 ) B — FASER I
U725 KA (congenital DM : CDM) O WRAEFh b Z e LIELIEH 5. &b, FHADY
E— bR TR L D B2 DIT TR, FAEDOZLIHY, S HIBILFADH
ROYAIIENET 52 L b T TIERw,

—7Ji, DMPK#{Z712) ¥ = MR ZBORVWERD D H Z LD, JFHN#EIE T 2001
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1. BRREMYR 0T 4 —&F

R1 HREEISANO T — 1828

DM1 DM2

BEMRE | REEET DMPK CNBP (ZNF9)

B UIEE CTG CCTG

U E— NMFFEERAL 3 JEEBER R g1/ hOy

U E— hEI%K 50~ 5,000 75~11,000
RAER  |BEREOSH EALEAL TR B

BMOIF hZ— &y Hh)

F&X% (CDM) Hh) zL

A E Sz ® 3 T etttk (3g21.3) 1 CNBP(ZNF9) #IZFOH 1 4 » b1 ¥ IZ CCTG ® 4
WHEOMY B LUEFIAMEL TW5 43R ¥ — MR TH o 2. —Kl] proximal myotonic
myopathy (PROMM) 7 &\ DDA TIHEN /=25, Thz 28 (DM2), HERo 19 Fjsta
RIHESHT 0% 17 (DM1) EIERZ & o720,

DM2 OJiEdkiE DML LFBLL TV 22 HMEN b H 5 7 BT - HZEkE o541k DML Tl
AR TH A DR L, DM2 TIRILEAYIL BN TR Y A b a7 1 — & ORI HE
B, Tl IF P RASHBNENC L H L. S 61T, KIVREHGIIHT
729, CDM b FELLZWE W), BB, FAVREFHKTIIHEIEVD, KIFTIEENT,
INFTIHBRRZLPRHENTHARN S

F o7 B 22RO 2 DOBE T OIFRFHO ) ¥ — MIRIZ X ) 2EAREOH 4
RIEIRZEFRRICET A0 VW) JHIZOWT, RNAFE L CORBOIRENHOL IR > TE 2
REMRELZVE—- M Z2E0 RNA 2N TEELEL, CUG %O RNA BYICHGREIZHT
AT T4 AWF (MBNL 7% &) 233EEHE L 720 LT, BBNTIERICECREATI4 2 V7|
TO®N - BWEALDHEL, ZIRNICHEA 2 B8ZTFO RNA BIEHICATI4 v v 7a3hd
FORMTHLEAYGICEENPECTLE) ZEDRINTVDS, 72&21E MHBERRICHE
BT CLF v AV, TEHERERE IS4~ R ) 2Bk, RERICOHE Na"F ¥ A VoD, A7
FTAY Y TRENRENENRGT DT LATREIN, ZOMIC 30 DL LORF DA O £ ges Tt
HEINTVDA, FElIMIcEE S 0

N et

1) FuY, Pizzuti A, Fenwick R, et al. An unstable triplet repeat in a gene related to myotonic muscular dystro-
phy. Science 1992; 255: 1256-1258

2) Mahadevan M, Tsilfidis C, Sabourin L, et al. Myotonic dystrophy mutation: an unstable CTG repeat in the
3 untranslated region of the gene. Science 1992; 255: 1253-1255

3)  Brook JD, McCurrach ME, Harley HG, et al. Molecular basis of myotonic dystrophy: Expansion of a trinu-
cleotide (CTG) repeat at the 3" end of a transcript encoding a protein kinase family member. Cell 1992; 68:
799-808

4) Kamsteeg E-J, Kress W, Catalli C, et al. Best practice guidelines and recommendations on the molecular
diagnosis of myotonic dystrophy types 1 and 2. Eur. ] Hum Genet 2012; 20: 1203-1208

5) Liquori CL, Ricker K, Moseley ML, et al. Myotonic dystrophy type 2 caused by a CCTG expansion in
intron 1 of ZNF9. Science 2001; 293: 864-867

6) The International Myotonic Dystrophy Consortium (IDMC). New nomenclature and DNA testing guide-
lines for myotonic dystrophy type 1 (DM1). Neurology 2000; 54: 1218-1221

7) Meola G, Moxley RT. Myotonic dystrophy type 2 and related myotonic disorders. ] Neurol 2004; 251:
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1173-1182
8) Matsuura T, Minami N, Arahata H, et al. Myotonic dystrophy type 2 is rare in the Japanese population. ]
Hum Genet 2012; 57: 219-220
9) Nakayama T, Nakamura H, Oya Y, et al. Clinical and genetic analysis of the first known Asian family with
myotonic dystrophy type 2. ] Hum Genet 2014; 59: 129-133
10) Nakamori M, Takahashi MP. Myotonic Dystrophy. in Translational Research in Muscular Dystrophy 39—
61 (Springer Japan, 2016). doi: 10.1007/978-4-431-55678-7_3
11) Takahashi MP. Clinical Features of Skeletal Muscle and Their Underlying Molecular Mechanism. in
Myotonic Dystrophy Disease Mechanism, Current Management and Therapeutic Development (eds.
Takahashi MP, Matsumura T) 45-61 (Springer Singapore, 2018). doi: 10.1007/978-981-13-0508-5_3

WRERSCHREL - Cochrane : 30, PubMed : 450, EHiEE : 251
FRARSCHKEL © Cochrane : 0, PubMed : 3, EGE 1
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1. BREMYRA DD 4—& &
Background Question 1-2 1. iA@Y A PO (-1
EDLEHOEIEIRD H 5D

OFFRERR CEITHDHER - BHHET2REBETS. BHHETIE, FREERE,
HTEEORRELS.

OLGMRBEZEABNETHY, PRMFER, BRE, T8I  MEEREE, W
TEREREE, HILEMRRELEZH#D.

O IEHREIRE LT, MRMEEEET, HREL, B’R, BHR FRBAMESDH
K< ASN, KXRUEPNEETIIHFEHEET, FERELEDHS.

OEAR BIEIKDZIELZ Vo, FEDTREMZTRICANTIEER - BEZTD
NETHD.

el

B= - 8689

HREEY A a7 4 =18 (DM X, FivAMa 74 —00EDEIN, KEADITEL
HATHEORZEM - AT IOMATREHRE I E T8, L LAEHRETHL L2
REENTIEWIT2WERETH 5.

TWOR & LFEMRER, WIMEIE, KL Vo R, EEEHO S 2 TEERIT
W Bt - T RS, ANEENR - OMREREE, ERIMEE AT R KT (CDM) OAFHFE R i &
Vo Z2PRAIERREIR 7 E A% B . AJEIX CDM 205 FAWNBED A % /R & 9 ZRERFEDORAR £ T
FEREAENS - FAERE - JERD A TH A, 72k 21E, CDM T, MBS ISR IEA S
g, FEYMPSHBLBED S Evo/o X918, FBIEERICX DRI E 2 2R R L 5.

T/, WHE - BERTHLILBE L, Mk - BE, EFMEEET 5Pl EICBELT
13, BEELAUHEICOWTEMNIT 5 LERH 5.

BE - TEFYR
DML1 %, FEIEAEERIC & D SR (congenital : CDM), /NEHY (childhood-onset), A (i

#) 8 (adult), BEAER (late-onset) (ZH SN, FFRM MR 25 (R 1), SEREUIER 4

®1 DM1 OREFKIHREIE

FAETF D UE—bh# BHEVEIR
FRE ~541%2 48 >1.000 |EhESRIET - WA 2 - WILOET - BHEEEs
N 1~107% 50~1,000 |ZTREE - MEET - HRERK (34 b=—)
B (F5R) B 10~307m | 50~1,000 |FARERK (I h=—)  HAHET - BAE
BEAER 20~ 707 50~100 |BAfE - Z<BEEOFHRERR (34 h=—)

Fr—AJO7NUHEDHESS —



&2 DM1 OZHEHEEE

AR EIR
Bi&ER BRERER (X4 h=—), ETEHERE (8 - =
W ENEESA)
D DEEES - B (FRIR O=HM\ OEMD),
DARIE
EREE FhfREiRas GaRERSE), FRHEHES (EREE

gy - iR RREE)

FRACHRAE R EQ - EBO, RAKEES, BFBEE BER
x, BHREET FEEE IEXRMR - ZBUEE
(ADHD)

R - R | TIERERES - & > AU VINE, SEME FIRIRE
REREE, MRRRILEVRE, T

HLE WRREE, # (LVA, EXfER BA

R BAE, RIREREMME RIKESEE

B R MR

FHER FEREE, RMEEUE

&5 RIRRR BT HSARRGEORNY - BHEES F
EF0RE - INEERE ARMEERE

T DAt HISAERTEER, K 1sG MfiE

Tt 1 & WBI)

HEDHNORIE L RSN, EHHBRET, HMET2EL, FPREEE ilkEz49 (BQ
13-2). /NEENZ, —fEIIC 1~10 S CTORIER & S, EIHMAREERHERE, BT K
TRARHASDHEE 25, 1 7 H~1 ROFIEIFFLIE (infantile), 10 MLBIZFER (juve-
nile) & S SIHMINL T 2GS L. —F, BEAIL, AN S BEOH RIS
BRHLIELHLRET, ZITHEALEDL LRV, RHUGEHR A SN L DX DML O &
T, 211 (DM2) ICIZRBUREB R A2\ 720 DM2 1281 5 CDM D Id 7w,

DMI Tif, R2IIRT LI WCEIIHALELEREET . TOXH = AL L LCTIIHIH
BQI-D) IZHbLHIZ, RNAKEL LTOMFIRELHGLTWwEEEZLNTWS. DT
TrRBRLDS, FERERICOVTIE, AAA4 K4 VOKHEATIY LIFsnTBh, FElic
DOWTIRZEELESBREI N0,

FREMERE LT, HMEHR (34 b=—) 2% 5. LRI F == -MHTIF == F
IF b= L L TAHALNS. CDM OANBEHNIZIZASNT, BHERAFITHIE->ED) Lk
WZlbdhbH HREPSFDOLNLE XTI, BRUEIF P —LOENILETHL.
IR PR AL & — RISV b IS 25, BERICIZE ) Tld v, i - MISER GRRRER)
M - laf CRIR, DI, MsizLzem (GHEZ RIREE, MM BUR» S0 X 12%h
WHE), T GRIBEHEN) (¥ FIMET), ailkgs (FEE) 2 EolENL (RO LN
% (BQ2-1).

DERE LTI, (mERE (BE7uy 2y, W7ay z) LLEEORIREA DR (CBHE),
DB ALK ABND. LEHINZL EOFIEMABEIRIIZEIRICD RN & 7 2 O THREALE
Thb. B, AL LEEXPRNLO0, FRIALIS (BQS-1).

MR ER B L Cid, M IC X 2l im 2, R o MR b k) 2 &8
HEThsb Fio, BTEEOHRICZLL, BAMEMEMZAS LIEUIZHEE 2 5. WEHEIR
FERIAES B O [IE & BEICER LT b (BQT7-1, FQO-1, BQ14-1).
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1. BRREMYR 0T 4 —&F

HR RS & L ClE, CDM TIIREsEEEN, ANER TR =B RsE e | R 2 &3 5
Na. ARITIE, RABSRER SR, MU, HXIIICHZ2HIEOMERNIFES, HH ok
A ELEMHT S INOHORERIE QOL IZBG-§ A2 WREMAVR SN, EHEH EhTwb (BQ
10-1).

WM - AR L LCid, 4 v R ) VHRBUEIC X R EE SR - BRI 2 BRI AT %
137> (BQ11-1, FQ11-2~3), wEIRIMAE (FQ 11-4) R JFHeREm S0 & s <, HUIRER - BIFVIR
JREERE R D A DN D, IR R A LN, HEAESCAEN S WS, EEE0H Lk
Tz,

HALEERE LCIE, FEMoRE» SMHEH, TH, BiEsrLIZLIEALN, Ly A%
Z32lddHb (BQI-3).

RO A PHE L L CIEANBEZ BRICAPEL, BEMATIEME—0ERTHL2LDH 5. ]
BT, SRR, #iA D ET S (FQ12-2).

HUIRNR - i AR (75 - BIIE) 72 EOEEOMEDS— AT D R mn 2 G S h
Tw5 (BQ12-1).

FORELHMONTEY, SEVHEETSAMON TS, BT SLED RTA LT, &K
EIWETHCUBREOGIRA D 5.

WG H4E > & ORI EEN O BLTIE B WL DI L CH 5. 1gG LT b RS
HROHNDD, ZIEAMEDREE 25 12 EOBMEIC RS 2 L3 T T,

N ek

D EAEEA. Ry 2 a7 g —. NEAFE (2018 4F 50 BIETIS)  NEIRBOBWRIIELE (ST
50, RS, R, 2018: p.798-799

2) ¥—=F— == (F), I K AR HED. HMEEY A o7 ——EE ERKD 0D A
K77, H2H, &Rt B 2015

3) Udd B, Krahe R. The myotonic dystrophies: molecular, clinical, and therapeutic challenges. Lancet Neurol
2012; 11: 891-905

4)  Ashizawa T, Sarkar PS. Myotonic dystrophy types 1 and 2. Handb Clin Neurol 2011; 101: 193-237

5) Turner C, Hilton-Jones D. Myotonic dystrophy: diagnosis, management and new therapies. Curr Opin
Neurol 2014; 27: 599-606

M SCHREL © Cochrane : 45, PubMed : 566, FEH1EE : 231
PRARCHREL © Cochrane : 0, PubMed : 104, FEHGE : 12
WL LRI N Y Ry —FTHEMmL 7.
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Az
N
?varm

Background Question 1-3 1. HR@ERIAPDT(—¢1d

BRABEIEDSIH LD

%E

OFHICIIBREIL 10 FAHKY 8~10 AT TS

OOLAETOREREICONTIE, A, WE, EBRE - PRLETOHRETI0HA
H7zt) 2.7~5.8 EWIFEREHREINTLSED, RIRICIIZSICHEVEHRAZ
na.

OFRAKEBARDERRIIARESND D, —BAREPHEESHY, RAICIKIEZE
AERSNBVDIZHL, BFEDTNy ZHO—ETIE 10 BAHY 158 Al
EJD.

Bx- B8

FEREYEY 2 b1 7 4 — (DM) OFERESBIZ—E TlE 7% d Bix R RREE - BIEEREZ R
FRICREER TR - REWOZ L L0z, MG SN BEE - AWFITERI D LK
WZEDEZOLNL, EROME, FROER T2 oM, FHEGOEE, RECHT M
LOBEEY e EMALREREZ KL T, HEOHRROMEIILN L Y 5L % a2 @85 5.
Bk & HROARFIIFEE ZEZ SN TWD RS, AR - Mgzl PairsmoshTtsy,
NFUHEOBRANTIEA R, —FTHFFTDOTr Xy ZMRARL Y ONZ 7R ERERL
BHILNT NS,

R - TEFTVYR

HROARRRIZOWTIE, 2015 4EIC2HMDAF T F U Y ABHE I TWS V2 1 (DM])
&2/ (DM2) % 3 728 w2 e S, DM EKIZonTHOHDTHS. Mah S
131985 4E2 5 2011 EDRICHE Sz 11 KoLz T Lo, SERBTD 10 HAD720 A5
H 826 L LT3 Y. Deenen 513 1990 E4 5 2014 SEORNCHILE SN2 9 ROFRLE F &
B, 10 HFADH= 0 AWEE 10 LB L Tw5D 2 MFHICRIZNHmLOLL, SERbo
T =& RIEGIER IO T BEFENTEY, LI LIIEMLZDOTE L. 4B
IS DML, 1991 40 Emery 5D X5 7+ 1) Y ZAD 10 HAH72D 5 &) Wi H 138 2
TW5 3 ZOENE LT, EHROMELE, FHGEE TSRO, FHEGOER, HECHT
LBLOET VR ENEZONTVE Y

DAETOFAE LT, 1981 41 Takeshita 5 ANIEHT TOARREZ 10 T AH 720 2.73
EELTED ? 1983 FITM HIFRENRE - MR TOARRZ 55 LHE L TWw5 Y TET
IR TOA IR E, /IS DSERBEE AT 2012 4E12 5.8 LG L THH 7 2019 SED[FAR
DOFAET 97 LELTVD Y ZOFTITEE D H ST B (Remudy) O RO,
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AT10 5 AH720 33 A5 b FIE LR WETFTH S (Remudy F— AR — THIED B FARN
http:/ /www.remudy jp/myotonic/regist/status/index.html). 723, HATIL 2 RO LH 1

Y HERLDFEEI R TWR.

%8B, HATIHEGEFIZH SN TRV, TRV o0/ O Tn5.
D BRSO A FF - Xy 7D Saguenay-Lac-Saint-Jean #i38 D 10 77 A&7z ) 158
T ZOEDPARAL YOISAT WD 265 R EDH D .

0 sk
D
2)
3)
4)
5)
6)
7)
8)
9)
10)

11)

Mah JK, Korngut L, Fiest KM, et al. A Systematic Review and Meta-analysis on the Epidemiology of the
Muscular Dystrophies. Can ] Neurol Sci / J Can des Sci Neurol 2016; 43: 163-177

Deenen JCW, Horlings CGC, Verschuuren JJGM, et al. The Epidemiology of Neuromuscular Disorders: A
Comprehensive Overview of the Literature. ] Neuromuscul Dis 2015; 2: 73-85

Emery AE. Population frequencies of inherited neuromuscular diseases--a world survey. Neuromuscul
Disord 1991; 1: 19-29

Siciliano G, Manca M, Gennarelli M, et al. Epidemiology of myotonic dystrophy in Italy: re-apprisal after
genetic diagnosis. Clin Genet 2002; 59: 344-349

Takeshita K, Tanaka K, Nakashima T, et al. Survey of patients with early-onset myotonic dystrophy in the
San-in district, Japan. Jpn ] Hum Genet 1981; 26: 295-300

MERL, WEBT. FiERYEY A bo 7 0 —iE EEERE - IR R R AR R O
PRANAE S 1983; 23: 1067-1071

Kobayashi M, Obara K, Abe E, et al. Prevalence of Myopathic Diseases in Akita Prefecture in Northern
Japan. & & 729 BEPE A AERE 2012; 1: 23-26

ANHRERE, EIEZ, ANEGETIEA KIS BT A B O B KA~ 10 AERT & IR L T~ BRI
&7 2019; 59 (Suppl): S363

Matsuura T, Minami N, Arahata H, et al. Myotonic dystrophy type 2 is rare in the Japanese population. J
Hum Genet 2012; 57: 219-220

Mathieu J, Prévost C. Epidemiological surveillance of myotonic dystrophy type 1: A 25-year population-
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I.
Background Question 1-4 1. HR@ERIAPDT(—¢1d
o FPEVIEAEESH

OEIREICLDE, TIETHFERIE 50~60 R THBD, ERICIITRATHS.
OFERE L TIE, WRBBEE - FRALDAROEEL, ROTHE - BIRBEED

g <D, RAXDDEHETHOND. EHRETLOS.
1 OE—MIDREY, REFHOEE, EEE, ENTREHIEERETSHILE
HPRINTNS.
4
BR- 88

fmErEY A a7 4 — 18 (DM1) OFERFEEIZ—ETIE %R L, Br LEERE - BEFkZ
AT, L72doTC, BEOEGPHOLMATHD. Tad o XRFHIA a7 4 —TlE, I
AL & DA RO L T2HEFIHIRICL Y, A FPRITREICYE L7225, DMI Tk
ZD L) BRIBELYEIBD SN TV,

T/, WETREESTIASRO ON, FRMEEMIEEZ X LD & T 2 IPFREREGIED ) R 7 755
W2k, DEGIHEE LTOAR L) EEREE - SABERPZ W2 E, EROIE- &) Law
ZERRIEDEEN W E Vo 725N TWES

BB IEFYR
DM1ix, 7uvy¥—4 77 N CHAT S L) RGERE (CDM) 725, FIWNBEELAMC
ZHSERTH 5 & O LEER T T, FEREEICHEFISENH L. Lo > T, Edy %fﬁ bEH
RENRD Y, BREFAITIE—HKE T o7 EbbR\v. —T, CDM TIdHAEBEEICEGOGEE
WHETA A0 55, Z0-0I2, EO%ER GERE DDA fﬁJ&@#&k)%ﬂ%k
L7ZAREDICE > TR E SEIL LT L E 9 720, [FFH] RO, 4~ O BE~D
SOV T REFEE L RENLETH 5.
HTFHBRIZOVT, HEOMEZ D725 T F ) ¥ ARBBETRELE LRV, Bk
513 100 %552°5 1,000 BREE O A 2ERE AT 5 35— M THR S 2 WIZBEF7E 25 RE &
NTWhE, RAZ TR E LWIEIC L 5 &, SEFETEAERNT 50 205 59 & T TOHE LD
5070 bAERPSOFME L LTIE, 1996 FEORN 512 & 2 EE ORI H ), 49.6+18.3
MEMBEINTVE Y 72, HESOBHY A a7 1 —EHM ABEHik D 7 — 7 N— 2 FHEE
T, 2000~2004 4ETid 57.6 1%, 2010~2013 4ETlE 59.6 i & ME SN Tw5 2 7272, wih
DHMEBER AN R L LziRED70, BHERIDEERIH-> TW A5 dH 5 2 & IR
TLUEND L.
CDM IZBI L Cig, Lalfiod 1996 EORN S OFATIZ 126190 R EME SN TV LA, &
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1. BRREMYR 0T 4 —&F

BBIOFAEHEDL D DOTH S Y F72, HEETO 115 FIOLEKMOBEZEOBIT, 25%H318 #
HE T L7225 50%13 30 AR T THELEL Tzl 1993 EICHE SR TVWAS 9 »
FhD 1990 ERORETH Y, FEMEROESRZEZ DL, BREPRVEHEL VDL EE
Abhb.

FERIZOWTIE, IR IEG R IR R4S &\ o 2 IR SR B A 0 B 2 % DT B 1389 &
L, RNIETHETREENEHEICEDONLZEDRRELBERNTHLEEZLNTVS. R
THICVEREENR - A4 EEBREFBIE DT 10~20% & X h, AP DOZ2RIEDT 10% FEE &\
IHWEDNL VDY, IR —MILoTIEN%EVHIWEDHSL " 7, —ThoEMELE 054
HRETL ALV EVERESINTEY, HEEHEINTYS %Y (BQ12-1).

%k, CTG VY ¥ — MIOEIZ, EREESLEIEFHOKS LELLICHBL, A PRIcd
B2 mESINTEY LaLads, fNOEMNTHRLEIETLDENKEL, V)
Y= MEOATEIERE - FHRIVHESINS SO TIE R,

N et

1) Groh WJ, Groh MR, Shen C, et al. Survival and CTG repeat expansion in adults with myotonic dystrophy
type 1. Muscle Nerve 2011; 43: 648-651

2) Mladenovic ], Pekmezovic T, Todorovic S, et al. Survival and mortality of myotonic dystrophy type 1
(Steinert’s disease) in the population of Belgrade. Eur ] Neurol 2006; 13: 451-454

3) MathieuJ, Allard P, Potvin L, et al. A 10-year study of mortality in a cohort of patients with myotonic dys-
trophy. Neurology 1999; 52: 1658-1662

4) de Die-Smulders C, Howeler CJ, Thijs C, et al. Age and causes of death in adult-onset myotonic dystrophy.
Brain 1998; 121: 1557-1563

5) Laurent V, Pellieux S, Corcia P, et al. Mortality in myotonic dystrophy patients in the area of prophylactic
pacing devices. Int ] Cardiol 2011; 150: 54-58

6) Gadalla SM, Pfeiffer RM, Kristinsson SY, et al. Quantifying Cancer Absolute Risk and Cancer Mortality in
the Presence of Competing Events after a Myotonic Dystrophy Diagnosis. PLoS One 2013; 8: 79851

7) Groh W], Groh MR, Saha C, et al. Electrocardiographic Abnormalities and Sudden Death in Myotonic
Dystrophy Type 1. N Engl ] Med 2008; 358: 2683-2697

8) AR, INRAIEW, AT, HRREVA Fu 71— (PE RE - BT BN TR B
1996; 50: 547-550

9) FHEFIME EAGERD, AR BE2. ENBYA a7 -SSP ABERRRICBU A HMEE YA a7 4 —
DEFROLEE  1999~2013 4E. FFETRHES: 2018; 35: 561-566

10) Reardon W, Newcombe R, Fenton I, et al. The natural history of congenital myotonic dystrophy: mortality

and long term clinical aspects. Arch Dis Child 1993; 68: 177-181

RERSCHREL © Cochrane © 23, PubMed : 305, [EHEE : 178

PRARSCHREL © Cochrane : 0, PubMed : 13, [Erik 1 17
FEEL NI Y Py —FTHEmL 7.
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I. ¥
Background Question 2-1 2, Sl + BIE
EDEIICEZWT 5D

OHHILERKRIEIR (FRRERR, WHERNBRHIH, ZHBES) EREEHS, K

EZREDEDVEETHD.

OFRMTIIEEEMS A MOT 1 —DIFEAEDFRER A MOT ¢ — 1 B (DM1)
[1)] TH5H, DM1 OREEZEISRMHMZ AL ZEEZIERICEY DMPK O 3'3F
= HERBEICHFEY S CTG YR LESIOMER (50 ELIL) 2B IHIEICELD

o

— =

Ti72.
O ECEFIRRDEERIICITBE LT ) > J&ITV, REOXVY K- FTXy
bzt HALED A TAAFEIIRBEOREZFTTITD.

B2 - 86
BmEEY 2 b a7 4 —12BWT, EESHIIEFNER LMD L -0 OREBHIERTH S
EEBIT, IMFEFICE 5 THRELEREZRD, AETER, NEOBREORBIEROOD
D, FEEBWICRERBAZHRATLIE®RI MDY 2OoH S, L) RBURIIL U2, Hm
BV A a7 14— 18 (DM1) OREEZIICO W CEt) 2z iedt 5 5.

R - TESFVR
1. BN YR ROT « —DERELEEZIORE

DML (&, DMPK ® 3 JERIFRBEISIC AT 5 CTG # 0 3K LELHI S 50 [ LA i35 2 &
WCEoTiREL Y /2 fimEty A ta 74— 2% (DM2) i CNBP D14 > ba Y IZHF
£5 % CCTG # ) R LIRS OMEIZL > TEL S »

FHERELE Y A MO 7 4 — 3SR R AMHEE AT 5 2H AT, 1RSI EF I RS L
DI=dDOFE—H &% b, F72, DML, DM2 E & b ICHROMMEEEEE T, MEBhidiig
BIZE o THEELREME 2 5. DML TIEBHAH) S AR L 72 CTG V) ¥ — F23M=b
BB, VE— MIDSSHITMEL, FREFERIMNT L, FIEENEL 2L 2% (KH
RIS, 4512 DML KO BIZB VT, HiRP - FEM D 5 EEREIRE 29 2 oK
BE (CDM) 24 L2 A7 056, £ ORE I ERBI R L2 BT 505 eSS %
ENTVBEIEPHEIRE LD, X512, KIEICBWTDH, JHEMHE & HIEHEBTRIELRD
DOH LY, HEEZMIIHBIGROBICE EET 59 2 THLHEOEHRE LS.

2. WA
Y A bR 74 —OMEESKTIE, £ <0G, BEEEFOLL 2R 2 BIAFHIER
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2. 2Hf - EIBAEN

&1 DM1 DOBEIEFHIRFEE

EEa> rO—Jb
/ CTG JE— ~EIZX 20 [
EEa>hO—JL BE = [}

CTGUE—-bF CTGYUE—- O

ERE%E L 500~900 EF2E

- EET7LIL I TBET7LI
E:EcoR1, G:Bgll, Ps:Pstl

> T0v MNE repeat-primed PCR %
ERRE | #EA RS
HERZEEE | PIRE AIRE
iz E4A D
JE— R |#ATRe B E— NDOHHEEBE
BR5R BRPBEDHE (100 @EXRE) R Z2<DBETREIE— NROHEED
HTERWZED DD TERL
( )
a b
B
CTG VE— FE% 180 ML E
=S

1 Y2 70w MN&é repeat-primed PCR 3%
a: >y JOv MNE
b : PCR3%

&, RAEEBHOFEBEE 2R T 5 ANRED 2HEIH N L. —T5, ity
A PB 7 4 —="Tld DMPK ® CTG # Y ;R LS, CNBP © CCTG itV ZELESNE, Wb
BRI (RO ICRIER S e WAL \TIFET 5720, EEEBERIZIIRE 2 37287, Hik
B & 2 REFIMRTIIMEBWATER V. Ok, WEBHII ) LR OME
MERRS 2 BB PR TR SN 5 ©°
DMI1 O ) 3R LEH IR 2R3 2 B & LCIE, v 71y ML repeat-primed polymerase
chain reaction (repeat-primed PCR) #: 7 @ 2 fi#fiAdh V), Hi# ZEBARBEMA CTH 2 10 (R 1,
.y 7oy ME (R 1a) 13, ROl omitiicEh, VE- PRPWETE S XY v
N 238 B H3, MERAE & IEH IR & OO EEDNEE R 653 % 728, BEBIR premutation 1
DFBWIKZEIZRADH B, F72, repeat-primed PCR FEIZIAMRAICE T B MO R L. —
73, repeat-primed PCR # (K 1b) (ZLE R MR D 2T E ISR, B MEOMMNEE) D
5 < DML 22 DFEIEN S 75, #0 & LRI LS WEETIZY) E— FROWENTE 2\,
INSOFEN S, KR TE—HIHF > 7Tay METHREELITV, FFrTay MET
HERAHERR T & 2 WEERI R W A WL T 5 atrisk OLMHIT, DML 2 E0 EFEE T % LEA
b % %51 repeat-primed PCR % W 5 2 & 3%\,
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A
A=
. ?qurm

3. TLEREEZMICHELR &

DM1 OZWHEIZEERD X ) IZHEL L TWAE,. 200, M EoENZ, W - SR,
LARFE R FEV, WYNBIZANREZ ETE 2089 2I20h > Twb. DML TIIFHN %
FIEIR (FhoRE B & SRR 2 BB 704 (BB 2) L ZEesofidE (K 2) 3d 1), BEB IO
BB ) LT R 2 w2 HEICHERE T 5. BB AE ISR BN 2 L Th 5 45,
BEHFILEREZRL TRV ENL V0, ERENZTOFEELZEDLRITITRB I
NV, 251, EREEE (CDM), EEREFIRLEITH TIIHMEHLZ RO LWL H 5
720, HRERREYI R CTOREZBET S I LI TERW. 29 LA, BREMGARE
BHIE, KRB EDRBWORKE 224, THELRMBLBEIEHETDH .

DMI1 O B# L, GOHEIC & O Bk NEL - ANEARER IS O SR & N2 T A A s
B e, —BRERICE HZWEENA LR E LHETH L. 2OHNDI2H, Matsumura
SIEFREIHS, FIROBHIMET (XY MR MVOSZZDBT Sy, R ET (EEHE%
LW, EE B2 W), RBORKEOSHAN ORI A7) —= v FEEEE LY (K
3) (mEHREOE T4 & & 12 HARE R ZE B S B 22 3078 B 58 e a1 e B 52 HALF 78

&2 DM1 TEREIINPYOERAL (EIX)

OMEMERL - HISERY (GRRRERSR)
OFRERAD - ORAy (REE, OHWE)

O fsHFLZRE (SBEREE F )

ofgERy (BARRD BN E A1) W)
OFiehn CRIEEMEM) (E>FHET)
OHIEER (FTER)

O TRERR NS ARR)

4 )
| mEmEwoRE | HEE, PEK MNEE
emBE, BOE, BEE | D) RIBEIA, BRER
R PR, B - A
| N - TR
AR, EEERTIE,
RITE, SMREE \ AR BREWL |
1
ERFRILE, BERWSIITI, DEERE, TFER,
RS, B ARSERR, A2
| BERSRR. BEF - pREER B iR |
| B E 122U S, TR,
pr— BIELE, R
FREMT LR, BEXIEE FEEE, %EWEE’
| ARE weBseE | AR, BRER
| Bt mMES GERD) | | momeRe |
| L | | % IgG & T |
AR
\- | | J

2 DM D% fEzsiEE



2. 2Hf - EIBAEN

FREMS A NO T —X V) —Z > JHBE

LTOBEROLETREZAMEICFIvY V) 2HFFTFIW
1. B (BBREIGICERLERSE) »PoFEeELTICHEER S LTSI/ TEET L

mEEE EEELR

EARD SEAL GV RA. FREBOETHEVELA
PRI LD AWERREDHPALN LTIRVWTEEA

[Jc&s [Jezsn

FEREEOBTHBOELRANRICEULAGAY LTRVWEEEA,
THRIRMIELTHEEERIATHE > THBLELEA

3. ROy MR MLDA-EZIBTHIONETH

REE RIS
‘S
“
= FREIH DAy R R THETE & V. B IS E RIS LIS DB &
FODELPHDIHEIT [TELHEW] ELET

4. BLAEAND EAPRIFICKWZ EFBNETH (Fl: FEBIES ERE RIS, L
BEDORZERZFICCL, FEBIPALHBZ EAVRAZICCWL, £ E)

053 %sw

BCESEFERIOIELTWVWDEEZS BoNPRIEVWEDR
BLREL»EW). BIRTEFAZRTCEDIZEN BN

5. mig#E (Lspisk, M, F# HLE, U - 81 ®#XH BReEOOO2EHFYDHBHLT)
ICHROBRICP PR EB5hE T

Jwa Oduan

TREOEERBEVWEEA. BEE (KXPE) BLURBEOINRELIEATEA
CHABVES ZEVWELE
E L RGREE TIIRILARRTERR 2014 F£6 AhR

-

~

A/

M3 FREEMIZANOT—RAIU—ZVIREE

(TUYRAPUEEBELUEHBREE I A MDA —DEREBLUONA I Y —A—HR] WOR—LX—

(http://dmctg.jp/screen.html) & D $5E])
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DM &% SFF R
BRI A F=—H1) BRI AR=—%L BRRAEAR
Z DRDI T B FEHECONER - > 1. 5% - BODIEY
BN CEAES EFC || BHET 2. 1B | BT, T RBTE
BE LA 3. EEARHE : ANKE, TR, L
Ny R RSBS00 WISE, 1gG EE, B TOMBEE
RIEHE 4, VRBASHE (- H NS R M
KIERE
DM if IS REEMTDERRAI & b= —
: e
| DMPK CTG U '~ MEH | y s r:—m%wu)\a%szémg
Yes No = illeds
DM1 ! ! 1% $HIRHE, ring fiber
L | DMPK CTG Y £ — Mg | No
s PSR
3 b~ HEPRIAREEE Vo [res
lYeS DM
EIRERE v SRR
CTTIN |§ﬁ§ﬁ%ﬁ?®%ﬁiﬂi%(ﬁﬂﬁ%)%§| it
M (B F v 2R EDFSI%] 28  hitp://square.umin.ac.jp/channel/2017guideline.pdf I
Na® or CI”F + %L <—>| CNBP CCTG ') E— M I
& = = oz No No
BT Y
es
lYes DM2
ERMEI A b=—
HERMINTIARI—
NaFvxIL3Idh=—5¢
J

4 JREVEZHIZESD DEOT7O—F v—b
( [BY A RO« —DIZENEEZ N DI DIEZR] B 7h—L~X—3 (https://doctors.mdcst.jp/diagnosis/) & D Exd)

FHEIVIA M) LEEE LRI A a7 4 —OFRESB L0, 4= — 5 —f%] #to
F—LR—T TR http://dmctgjp/). F72, DML 23%E SN72H512, DM2 % & &l

Dz ED X ) IHED ZREPITONTHBMT TN Y 2 L, JEAEIT BRI 7 E i &G
PERBSEBORIEE R THi Y A b a7 4 — O RS L O 720 OFANE | A —2X—
(https:/ /doctors.mdcstjp/diagnosis/) \ZAR L TWw5a (H 4). AEE, EHEIHENIEZ L,
WO ZRZW I EFNERRBEORNDORA T v T hb Il enb, A7) —= v 7 kRS
F2ZEIZ, #ER» M iTbi s &)W 5.

4. EMEITOEEITERINECL

A DHEE B W I DA LB AZE MR T, MR E L OF 2 Z BT 2552 KkE, ER
A PeER kA (SH ) B ERIRAE (AR 2 &2 03 L HBER L TEBT 2 L2137\,

BRFMRERII > 70 v ME, repeat-primed PCR £ &5 6 b A SIS EZCWRET, &
DB T O EIETRET D 5 %%, BIRFIRBIIBEABRLOLDOEZMKTHH DT, AA
I ThOMBEDTME SR H D0, THREENY ) X TD) ZTEETLI L
WRYITH % (AR ROFINIRBOE) . AR, HhERERREEORETH L 2 &,
S BPINLHEETHL 2 L, KBMEIRYPALNLZ LD, ZORIZOVTIEX
DEE LSS EE TH L. KR, BEMCTIHIERTOSARLEGIHEDH S TE L, Mk



2. 2Hf - EIBAEN

EHE D IFFMAY 2 2 LA % v, FFMABIOBZENIC BV CIIRBREE R KO % %
F2%E LT, BHIEMEFHRBEICFES LW L HEETH 5.

BEOMAFEENHGDORIE) A7 R TRANOHEE) R 7 ZBE LT, MESWEHLET LY
HLZ 0N, ZORBEFELICHEHELRNCALETH S, NEPELZOYEE, FEIICE
PRIGICATE 2 585 I AN S 2, RADH S OEETRINT X 24EMIC % 5 T TREEZ O
ZENEF L.

RIETIE, BEHGREESBECTOEGAHELRD L 0P RV, REREE, FER
DHENRZ LW D A2, TR 7+ 0—7 v FTHE M AR ZRS 20T L8
HETH L. BIEOSCRIEERNZZM LGS, ENER - DNEMER 28 & L72E520
EIRICORIT A ENRYUTH 5.

(EEZEERICAVWSEOEER]

BOBLEMNPEL 22 e, REDPELRT V. 2020, $F 7oy METRMEL
72T LIV RIZA A TR S NS, BUFIRIEE U CH MR (I, Rz L) 1Ick-
TELDIIH, BAEMICH LT 5. #0R LREE SRR - ERER IR 02 S
B, M TIE R, Z072o, 8D R LIEEOFERO RIS TFH L LI THIE
B A4T) 2 L LT 2 _ETHD.

N ek

1) New nomenclature and DNA testing guidelines for myotonic dystrophy type 1 (DM1). Neurology 2000;
54:1218-1221

2) Liquori CL, Ricker K, Moseley ML, et al. Myotonic dystrophy type 2 caused by a CCTG expansion in
intron 1 of ZNF9. Science 2001; 293: 864-867

3) Day JW, Ricker K, Jacobsen JF, et al. Myotonic dystrophy type 2: molecular, diagnostic and clinical spec-
trum. Neurology 2003; 60: 657-664

4) Prior TW. Technical standards and guidelines for myotonic dystrophy type 1 testing. Genet Med 2009; 11:
552-555

5) Kamsteeg EJ, Kress W, Catalli C, et al. Best practice guidelines and recommendations on the molecular
diagnosis of myotonic dystrophy types 1 and 2. Eur ] Hum Genet 2012; 20: 1203-1208

6) Botta A, Bonifazi E, Vallo L, et al. Italian guidelines for molecular analysis in myotonic dystrophies. Acta
Myol 2006; 25: 23-33

7) Warner JP, Barron LH, Groudie D, et al. A general method for the detection of large CAG repeat expan-
sions by fluorescent PCR. ] Med Genet 1996; 33: 1022-1026

8) Matsumura T, Kimura T, Kokunai Y, et al. Simple Questionnaire for screening patients with myootonic
dystrophy type 1. Neurol Clin Neurosci 2014; 2: 97-103

N szicLEDREN

a) RBHEA, AdFT, Bl I HYA e 74 —oRMBIEED 720D TH &, YA MO
7 4 — OREHERERE ] D 720 DT TP AR — 2 — 2 (https:/ /doctors.mdcst.jp/diagnosis/) (2020 4
8H 7HR%)

MRERSCHREL © Cochrane : 58, PubMed : 252, [EHEE : 160

PRISCHREL - Cochrane © 2, PubMed : 58, PEHEE : 0
B ENEN Y Ky —F T8l 7.
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I. ¥
Background Question 2-2 2. S  BHIE

ZRHELERISEANDEIEHD LY TIELD,
EDESICTHD

OLTEERICE LEBRICH TREOERNEESHRNS 2, BENI LYY
SRR S, RREHRENTIANOT ¢ —OREHELTVBHAIR, ROE
[@) RAICBIEN Y Y I EFTS.
K OMED (BB BESEREEZD LS, HFMICBEOERAICADEDE
HEMFEPS TG BESRBE CEPINY >+ > U HTRARR) TO
BENT R I EBDBIEHEE L.

Bx- 868
RIS A b 07 4 — 18 (DM1) AR Ty 2 720, HEURHTI A AERIL % B 5
% 72\ BEE M W RO & DI R %17 2 EAEETH 5.

B - TETYR
DM1 IZBWTC, BED L FHRICEETOEID b AHERIL 1/2 TH S, HAAHL S FHAT
IR L7 CTG Y ¥ — FAMED BESTIE, V¥ — MEDSE SICME UERSEL 252 2%
< (RIUGEBLS), FFICEEBED S FHARAMRDLBRTIZY ¥ — MEAFEINCMEL, s
FRMEMBEMEY A F a7 4 — (CDM) LB END 2 EHL V10 L oT, EFHERIGEL
TPBEBEICBWTREOMBR I 2 B MEDH 2, #BEH T ) v 72 ioR UBESKIERT
RBIETBW % LIV THREMICERRE TE2 L) TETL L Hlmory v E) v 7D
BITHY TV2ADBIEETELINICHEI T V) VT RITHIZEDERBT LD, Ay T
W DZT AR Z AR A E RO ETH L. TR B L OERICREZDITLZ &1
DWW, BQI13-1 [MiEMEY A b a7 ¢ — Ltk EE] Gl - BER) ICRE 21752 &
fh] OFHEZRI iz,

DM1 QG HRISE GEIROBEREA R TH) TH CODM BEAT L WM HHZ &, 20
Wits, WIREENEER TE U EORMHAEETH L I L 2 E BT 5 &, ARWIIZ A
ERIE L 2B ICB W THG OB E LTRIED Y ) ¥ F %20 TRED S FIHIEE
T OB mb LR HENEIELZ IR L, ZERWITREY 82 2 & HAERBR O
ENHAZLEMOLELIE, TNICOVWTHCLRETARSEROL )OS LIZHEET
H5. BUBEHEIBOTCRLAUEEDI IR COM BE2FH>Z L 3INTH 5208, THICHKE
TFOEAMED BRI 1/2 T, BBUREBRIALND T L %95, BHEFICHHEES Y
) VORI LETH S,
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2. 2Hf - EIBAEN

BIZA T ¥ X)) ¥ 7 E TR AR AT ERER T 235 (http: / /www.idenshiiryoubumon.
org) THHKT A LN TE%.

N ek
1)
2)
3)
4)

5)

Martorell L, Cobo AM, Baiget M, et al. Prenatal diagnosis in myotonic dystriohy typel.Thirteen years of
experience: implications for reproductive counselling in DM1 families. Prenat Diag 2007; 27: 68-72
Thomas D Bird (%), JEE 8 S vESE SR TEHE 57 © AV & OBESSE OB - GREs
PER 3 & O BUGHRE BT\ M) 7 FE 840 0 72 0 DFFEHE (). Gene Reviews Japan fiiitE > A ~ o
74— 20114 http://grj.uminjp/grj/dmlLhtm (2020 4 8 A 7 H#%)

Harper PS. Major Problems in Neurology: Myotonic Dystrophy, WB Saunders, London, 2001

FOHRIACT, EPEA, AMEBHIUIIA. BERTBROLPTORES 7 v ) ¥ 7 OMRGEL FEE. HElwm A
Frd9ERE 2011; 60: 1253-1260

Moxley RT, Meola G. The myotonic dystrophies. In: The Molecular and Genetic Basis of Neurologic and
Psychiatric Disease, Rosenberg RN, DiMauro S, Paulson HL, et al (eds), Wolters Kluwer, Philadelphia,
2008: p.532-541

N szICLEDREN

a)
b)

AARES S BRICBT 2 8RFIBRE - BICET 204 B4 >, 2011
BIZE AR S, BIR AR T 204 N7 4 >, 2003

MR SCHREL - Cochrane : 126, PubMed : 355, EEH ik : 183
PRARCHREL © Cochrane © 0, PubMed : 0, EHEE @ 10
LRI N Y Ry —F TEMmL 7.
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I. &

Background Question 2-3 2. M EfciEA
A2 - iSEKEIEZMIEED LS ICfTH D

O AR HT - BRAIZHICIIRIEPCZREON (IF) OFRICEET S REBHNFRED HD
=%, BRAIDSEEH I I T ERTHIENEELL.

O HARBZIIEIRATD S5 H Y T KO B RO ZRBNLR EDBEILFRIREN Z X
LTEBIBIEDEERLL

OERAZHIIFNZETTEZR/I (B) 2RV TIREZY 5. BRERIBARE
SOBEFRABIORA Z2J /MR ICEOWTEANZ EICBXRERBARZEROARZ
R edh EICKIERRDRIEFFEZER 2RI R ITNIEE SR

OEHBEHRDBARICEVTIE, TEBEHRDBEICLNEREHREME DX b
A7 14 —RHPELBZERFRDPHRNSD, —MRENCHERZHOMNREIEE S KL

%E

BR- 88
HATIEIAERZ I OIS IOV TE [HERNZ T bR 2 @RS X ORI 5 51
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QERAERICH LT, EET74ZIARXAFIT I ZTF— FOFMHEDRENTIS (K
FBTIXRBRERASY).
4
BR- 88
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DM DO idiE =B & L7z v ¥ ALk (randomized controlled trial : RCT) 1%, &
NETIIFTe FeL¥Y 7Y FuA7ur (DHEA)Y, 2V 7F Y, TANARTHRY, £ VAV
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DELT, 2200HEVHL. 0EDIE, 43I7F3I 0% 50~375mg/H, 6, 12O DM
BECIZOAF—N—ETHGLALLZA, IF Po—0RELFALERESNRTVE 2 D
IVEDIE, AFTYLF & THERB, FH40 610 DML B#EIZ7 B A4 —N—ETHRE LzE 2
B, JERIF P —2HE L LMEIN TV Y IMEBEREANORBEIL ) o 72 L WG S
NTW2b00, LEFEOBRVEFIIDEDEFRBTL L TEHIN TV AW LITHR TR
TRETH .

EBROBHE L, 34 b= —OEWBEHFESLENP L) PEEICKRFETRETH L. ERFD -
Th, VA —AT7 v THREHWTHUTE TSI LR, BHEHFITZFNIELMER ST
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—J5, TAEORFRIITE DML S, AR T 2 MAGEHRIEOB ZAE L, I Th¥ER
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W EAE 7 & T OB W IEHET Definite & Probable T, HHE 534D modified Rankin Scale, £
Fo AR, M, EEROFHIA 7 —VOWTheR 3L LD TH S (HhTEHRt > 5 —7 =27
¥4 b https://www.nanbyou.orjp/ JREMH—E [HT A ta7 14— ZH). iV &

42



5. HEXE - HIE

BWIEHE TR N F 72 X MAREE B DB F 2R HENZ W SN Twb 2 &, EE
ETIRHEERICADZETARETH LI L LM TEX L. WSS 2 R R AN 2
YERCT & 2 BERE AR R (e e R - i miEER) & o Tnb. #REFFRE XOEE
HWCHEET 5. FIHZEINZEN 2 5T, BERERICB 2 oW B (Ir1585) ot
IS CHCHEEBREESE 5 T b, AT HAL T RN 2720, ISR O
GEHERNTHA D HORHEREEN . 22 &R, SO D ICEROZHER:, FERrE
% L CHOHACAREREANMEZ W e ED A ) v v BB L. 24 KO N LIPT335 45
HXVoZ ) OB E 2> TWwh. DM TEH T ) iU ET VRV E-RbNR DL, FEIEE
SFICEEY LR WIER T b S RIS 0 5 A ORPIEE S 5 5.

b) BAEEEFIR BEEFIR LIEEEEBREIRGIE

Fi o e 0 [ B B S B2 T RRE B CH TS X D i TH A 3 T OB B A S
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. B

Background Question 6-2 6. B#iiRE. U\ T-Y3)

EDESIBIYNEYT—2 a2 %75D

%E

O NiHER - HBEDEDHIC, EMHLEBHZTOIEHBDHENS.

OIEFEE, (FRREZEVCARBILTOISLIBNT VR, HITHRNEHET S.

O RLERIH N Zm EZ BB AL HS.

OFMRFEBIHANZA LI LB AREELHS.

OHEEMETRIKRICED T IX—&, BEIBIRRIC LS TREAENDECISEN,
SITHEEZNET DFREDHS.

OFHE, FROESHZHRLELETOTI LIS EBEIEZHET HREELVHS.

OTERLETROFHETICHLT, TRREDERZERT 5.

00Ky FhA—VIZXBHTIRIRREREL>TLBD, ZOHRICOVTIRS
RORFADPBETH S

BR- 88

BEEMEY A F a7 4 — (DM) FETREOFHIRETH D, BT B O MERE B i 1K
TOFPNERETHL. Tz, #ITHPBIETH S L OEBTNLIM T T 7T 22X 0,
FEAT), e EWBEET A RN S 528, EEIIZEOREWITZIZZL L, 75 21kl
AR (randomized controlled trial : RCT) TIXAREIVREN TV W, S 512, 4 DOWf%E
EARTOREBDRD R %L, M=y 7ofkkd T8O EDLEZ b b. (TR
EIZ L CTIEBQ7-1, FQ7-2, FQ7-3, W& FREEIZB LTl FQ9-1 = 2Hd)

e - TEFTVYR

DM EEDOINEY) 7— 3 YO HNIE, MomEiFEM, HEESEIE (ADL) % W i
MEFEL, WWEIHIPHOIKRZISL Z L I1I2XY), AEHOE (QOL) 2 HH 52 L ildhb. DI
1, BAETTENSC A ) MR, SEEEEOMR R ESNEE R L. L L, ARBEOBEEITIE
TEE) - GE 2 AT BRI REREIPFET 5720, ZOV AV EMPEETH 5.

1. EFEIE

CTG V) ¥— }%%100~500 Ml T, 3 2 2L EEE) L TW 5% 31 Bl 29 ThWwiE 3241
ZHBL72#ETIE, BiZTEMOAL @RS, 725RE TR/ ISEE) 2 Fith L728#% 7 81T
&, TEERICEMBHIPARICEE L2 SRS
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6. EBHEEEREES - UNEUT—Y3Y

2. giENUI\EUST—r3>r 0I5 A

NG AL TR Y =y P L7 2~3 ORI N EY) T sy Tus g (B
B, VESEHRE, e X0 SRR, OBRE) & 20 BIICEF 15 v T3 VAT o 7o,
Berg Balance Scale, Functional Reach Test, Timed Up & Go test ® /%7 ¥ AT VT d
vy ¥ a VRICARICWEL, F8T 2 =51, BRASMTHEEOAFRICSE L2

3. ERIT7OT 3 LICKDHEEENE

Witz ownCix, 15619 5@ RCT T, &z w3024 BOHE ML —=2 7T
JRBAE MV 7 OFBBYEHED Lol e T MEVH 5 5 —HT, I ba—VEEPRVT
N7 a7 I A OB TIEBHIPERICHKE L2 T5HERH 5 2

1ty ¥ar3ssy, 128, FH50EOINVITA—FEHVE ML —2 0 727572 1260E
B TR ABEBIEIAZICHEM L2 v ) ME»H S °

4. BEMNESRIE, eSS (functional electrical stimulation : FES)

I 75 B R B % 60 43 x 2 [l x 15 H 4T o 7285 <&, 6 Bl 3B ol b, 5 i
6 7 FIRATEREE O RN ASERD 72 % 30 20 x 1 [\ x 15 H o FES COKBE, FREOJR, M)
WCEDINT A=Y 277401, BRALOEIS & 72 6T HBREED), KPuEHz17- 72
ABIOIETIE, BTG, 6 5 MATHEE, 10m BATHEO A ZE R0 L2 R 7z 9

5. EREREDE

12 BB O T &2 W2 FHE, FROA MLy F, NTFEFRLEHT, A ML—=>
T AT BFH WL 1T BIO 7 0 A —N=FH A O RCT Ti&, 10 FIOBEED B - 72
2, ATREBFETE TSN D oA EIYEE, B, €T, TR A EE
% L, Perdue Pegboard THHFH 4R L LMEFIN TS —JF, BESHNIML, FHEH, F
RO MLy F, NTFEMEH L 7-EE 24 3 nl, 12 BEAT - 72828k, 8, ¥ ¥ F 7)., Perdue
Pegboard D3R CTHELWHES LN LT HHEDH 5 ®

6. XEDfEA
BRI T, TR L CHE MR H R RIEBA D B O

7. ORy fA—YVICKDHTIE

FRE - e 8 BEHICPRBRE I T 5 1K v b A — Y HAL (hybrid assisted limb) (& DM i
FLWMETH D0, BHETITETFT Y AICZLL, ZORRICOVTRGET 2 2 & HLET
bo "

[E&%RRICEAVDIEEDFES]

BREEgE:, VRO EIZOV T, WTFhD TR EF Uy ARELNTESLT, X1
METHOBEWIENE TN,
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6)
7)
8)

9)
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AR, AR RO R EFRRI OV T. 33 &R 2014; 30: 6-10

EEAR T, R FE BARY P A=Y HAL IS XS HHERO )N ) 7= a v RS 2013; 72: 461-
466

MRERSCHREL © Cochrane : 27, PubMed : 65, FEHGE @ 138
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6. EBHEEEREES - UNEUT—Y3Y

Background Question 6-3 6. BHlRE . U\EYT-Y3 Y
ED LS EEAHE, RIER N ERD

gg ORHEDYDEIZPEREDEHN, FIUDRERLEICLY, REICBBTEIREZ
3 BRTZHEESIC, BRABMERITEESICTS. BHNETPIF=—DHB
EFITIEF TV R EDRFICHBED LUV DHEET .
OEHZF, EHERTFOFEAICOVTHERIPUETHS.
Y,
BER - B8

OHRILEICERAT HIMEOFRHIEE—ICER, STPFREICRNIIHTRCER
¥, BEREBRTFLEBHFROEAZERT S, BAHEEICHED H B EF T3
REBRBELENGRIDFRELY SBDTHFERETS

ASRIELTE Y A b1 7 4 —BEDR AR 2 IR A 7201208, BlaRE, VSR
EIZ X HHRREHERE, SEDAL ST, WU AL E ORI, BREEMSLETH .

fRER - TEFTYR

D HEABCBWTHOBH L, TofiPxL{R>Z L, KT 5 LI1E QOL o ki
LOoTERELRILTHLY, TOMRNEBLZ TR, IMEICWAE, ZokoEEiiknErvik
TLTLES fabidd . #YLBEFERZAHTL LI, TOEAXKS L L HIZ, HKF
N, ERED, BRI EOMEICREL, ZRCHATE S L) IEREEZHH Y

2) HEIFRBEDIK T DA HTHE, B, RAREOMEEZETLILBHHDT, BHED
BAGNEECTH L. HTHICIZIEE O TR 0720, BEBEHTE 2 FJHWREICT 572012k %
DFHPLF TV ORE LR EOBREEMEZ ZET 5 & & b1, HEREEITH L TIRPA~ORE
RLREOBIEHETT 5 12 L L i, B RSB TUIEE BN, EEBe 52 i 5
L) HRET 5.

3) BT OBEIZ OV TUI EBGEMH OB IR T2 5720, ERERENIEEL <, HBmi
INTVEROEHZMo TORI X% ETRVULELREENH 5. Tz, AW, ER%
EOMEDH BY6, 7L —FORPTENRLEL L) BEOARLES L DIEfEIcwi56Z Lk
BHAHEDT, FEEEOTRRL NS VAT 7—KR— VO 2 ZEBT 5. BHisT-ERE) 25K
W R EBEN PR T2 T 25605 5705, BIEORY RLEMPDLL % LvoT, H
BRI ET S
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1

AT, MERERE. ety 2 a7 0 — BB ORI, BEHE 2007; 61: 819-827
2)

A . WREYE Y A Y a7 4 —OREEEREOE 2 . Wi & T 2004; 10: 54-57

R SCHREL © Cochrane © 27, PubMed : 65, PEHE © 138
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I.

iR

Background Question 7-1 7. [FROEE
PEIR B2 D45 U S ol 2

O REEEIC L DIMREBRTEEDIETI S.
OHIXMEDFRREMREDASNS.

g Ok Y ERRTRRE ERDS.
S OEEREERDD.
OFREIEIEIFMEDNERNE 1 {1 THS.
4
Bx- 880

AIEIZ BT B IR EEIPREBET 2 ERE 2N TH Y, T 5 QPR E, W
PEBEI T 7% EMbOMERIRE & R 2B E A3 5. BRICBWTINLZHTRAL) A TR
WEAT) S EDRYTH 5.

R - TETVR

FEREYE Y A b a7 4 — T, PR OFHIKTIC L) BT oM R R AR EE B3 5.
i 2 AR IS8R L 7278 T, % VC (vital capacity) 1384 I L, %VC & HEmH &
ORNICEDOHEDNALNSLZ L2 ME L TWD V2 S S ICARSE TIEIRHERE RO 5N 5.
W% 1) 2 2N A B M & 3R 5 2 & 9, BAUBEMA OB ¢ BRI LI
B A 7 a5 3 BRI O © 7 EAVRENT WS, MIRERETRE ORERT X
BMECH Y, TSI TR,

B X0 IRIRFFR R E AR SN OB EHO VL O TH D, HIEEEMN LT85 &, F
VAT & 3 27 LA b D, [AFLEE OIS RER 2 43 5 Mo M i E & T,
HHERRIERETH S & EN5 Y MEIRIFIFIE 25 o THIHEROBLEDS H Y, FEROH
2222 & IR IR O IFHCARTE O 52 W 2 5Hli AL TH 5.

ASE T IEMETRERE AT 2> & B S NUIPIRBR AR 12 e LGOI A555 . & & (IR RE AV T
T % EREWEEAE LR T b, BN (cough peak flow : CPF) 25k DFFEEE 72 %.
— I CPF A3 270 L/ 50 DL F il 72 5 & EGLRg IS B IRk 2SI E 22 1, 160L/ P FIC%2 5 &
FHERCBWTO IR HEEIC 2 2 & D, ANEIIHE T A C FEE S, RNk 2
ZHENWTEND, UNE)TFT—=2arya Il NVREZ VT IV ARRED L S ODNT HULHE
Wb,

PR B IE I AE DSER DO 1 A Tdp ) 0, WP BIEIE DA 03 A iy P SE Ol K OFEE T
bbb, ZORDIZIE, EHIRER O 2175729 2T, Kl )T T Y ADDH O
W) e F—3 gy, RERRMIE - FPRAENO N TIPRERZ Efi§ 25 2 EHPULHTH 5.
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Laberge L, Bégin P, Dauvilliers Y, et al. A polysomnographic study of daytime sleepiness in myotonic dys-
trophy type 1. ] Neurol Neurosurg Psychiatry 2009; 80: 642-646

Finnimore AJ, Jackson RV, Morton A, Lynch E. Sleep hypoxia in myotonic dystrophy and its correlation
with awake respiratory function. Thorax 1994; 49: 66-70

Gilmartin JJ, Cooper BG, Griffiths CJ, et al. Breathing during sleep in patients with myotonic dystrophy
and non-myotonic respiratory muscle weakness. Q ] Med 1991; 72: 21-31

Mathieu J, Allard P, Potvin L, et al. A 10-year study of mortality in a cohort of patients with myotonic dys-
trophy. Neurology 1999; 52: 1658-1662
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I. &®
Foreground Question /-2 1. [FROEE
ATHIGESIRIIARN G

OfFFEER DA bO7 1 —BEHICIHREM A TFREE (NIV) 2k L2550 QOL
BEDRISRENTH DD —BMOEFICIZER THS (LET ALV D).
OXEYIRTREMNAIFREE (TIV) ICDOVWTOIET VAR, BEXFRMH

HE MR ET TIV ZREL < ShBFHBD RGN
L3 OFREEIIHETR, ERTFRICKEIFEL, AIFREEOMBICHEDRFRD
KW=, BEEROFEICHHD ST R KV EMEICITFRERETMZREL,
B LEFRHICATFRBESAICOVTOTHFLHAZTL, BEOERZZOH
EHRBINEZTHS (HRIL—F1, TEFTVALANIEZELEL).
v
BR- 88

FPRE S AT 5 2 A CRFURA BASHRR S 5. A G T S DU S A CIPIRAE AR T
KT, EHARM LD BRSO TRETDH 5.

R - TEFTVR

RIS A b a7 4 — 2k % IR N LI TL (non-invasive ventilation @ NIV) Dx))
BRIIREWTH D LMPESNTWD V2 72720, QOL#EKE T b Aok LWgRIEA 2w
T2, RAZT7 Y MALE LGEICERETREE, REELT L b MEIRFIFR R ORI
W 5b0TERL, NEFADOFHMBEIRTH 2 LEZLNTVEILETHES ZD7
®, NIV T2 & D &R SpO, RMEMRDOEAUHE L TH, %3 LdHEWERIRKOLHEIZIED
AL HWEMNSING, S5, HWEIVTIAT YV AOREIEETH ), KEOHIKE
ERLNEH O OEE, BAFT OB HREAERICZ L CEFREPFER IS nzD
EREBIIARCHEEATHE L WIS W Y LA Lad S, Boussaid O ¥ Tld, NIV BHARIEME 7\
LAEAGTEE, NIV A IEMGR IS L CHEER A XY b (KEWH T REN A TIERE (tra-
cheostomy and invasive ventilation : TIV) &\ LEL) DY) X7 H3En & LTwb. NIV FEfiill
DWTIE, QOL ndHEH - RN FHROBEILEEIRETH L. AETIE, HEEIR
BZLL, FRRZIFEFESHRE LA L, ZEREEITRNZ &% EDINIV ORREZHEL TV
LHEMEND., ZTNEZEZE L) 2T, RULLONRI NE) F7— 3 3 v Rl i
PHAEDET TU—FRUEEE L LN,

TIV OEFNRICOWTOIEF v Ad v, TIV OE, BEEAOEFIZL ) NIV ORhHE
HARFE 2 DIFRINCRBATT 26 L, SRRMRMEMEN KO 720 B E L CEIcW
BPEENDH L. WolzA TIV AT S BT, BT 52 L 3dEmIci# Ly, TIV T,
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7. WRkoEE

NIV (ZHAREE L7 BED T REE 72 5 — )T, SEVRMALETH Y, HHIC L %R IEBLE
BWEEE 20, REHEAEFHRSN, SEEECRE =2 —VREIE) VI T ik
EDOVAZ bEL b, TOD, HEEIROAEII 25D 537 % B IR GE 2 550 L

W) 2 R 2> & N TIFRERBE A SO W T T RE 21T, BEB LOREOELZ Z 04

JEEHifE

N ek
1)

2)

3)

4)

5)

RBLTBLIEDPHEETH .

West SD, Lochmuller H, Hughes J, et al. Sleepiness and sleep-related breathing disorders in myotonic dys-
trophy and responses to treatment: a prospective cohort study. ] Neuromuscul Dis 2016; 3: 529-537
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caused by sleep apnoea. ] Neurol Neurosurg Psychiatry 1994; 57: 626
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26: 666-674

Boussaid G, Prigent H, Laforet P, et al. Effect and impact of mechanical ventilation in myotonic dystrophy
type 1: a prospective cohort study. Thorax 2018: 73: 1075-1078
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FEUGRER W11 w0 BEEIE 1
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I. &®
Foreground Question 7-3 1. HROBE
FEIGUNEY T—2 a3 2 idaxhh

OFRE b L—Z I3 EHPRETIIIRPPRFTE DO TFMALEICERLTHX
WEHRIL—K2, TEFVALANLD).

g OFEY )7 5> AXRRERICH U TOMRISEASHBRIET > AUSH A, Fifilg
BAVTSATARTET VTV APET LTVBRHBERE, ENBIE EDFR
UNEVT—2a>%fTd #RIL—K2, TEFVALANILD).

4
BR- 868

FHERELE Y A h a7 4 — (DM) 1%, PR AR 2 PR AR U & 2 P RsE 2 X 72 L
RV, Fayz VXAV A MO T 4 — & RS LT RERERCHETRERE D F I S REE SN
DT, FVBRE D S AN R IR MM A 2 LR L, WP R GeiE R M AN 4TI & B AE T
THEEIEL . BEIS U TR EICHE LT, R SR N EY F—va v
19 2L 2EBETRETH 5.

R - TETVR

1. MREH SL—=2 T

L, RSN L —= v 727 2 EI2E D, DM & T B O sniff nasal
inspiratory pressure (SNIP) 25243 L7z Y, LIFIZOMREATH T &12 X 0 RS A55 L
7o? LT MEND L. SRR E WL TR 2 812470 L2 BT 5. RIINGA
T A2 E R, ZOMBEWS2TEE V. IPEEEIMET LTw 2 EHICIE, @
M & 298572 ZIET 2 LEDH 5.

2. Fhfadhik

AIEBHE 74T, WPIRAGES IS X0 REE IR R BRI, W R, - IEREE ) 0> bR A
L7z AR 6 ZITHizE Y 7 Vv — kX ¥ b 21T, PR = (forced vital capacity :
FVC) W Kt (cough peak flow : CPF) O x> 72 ) Mifadiiki, WASEHREAMC T
LR TOWAIEBEFIL EFITTE LW I &A% 125, PEEP (positive end expiratory pressure) 7+
SWA Ny FOHEMESHE ST WS iR, —E0RRe/HD 2 LATE 5 H8EN
WBHDT, MIEEEREAMET L7283 T17 9.

3. [MEJYTSUR
I NE) 7= 2 YORMRICEH L COWERTE T > 235w, L L, HRERREOL
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7. WRkoEE

TAMTTZ LB )T TV AMKT L, EXGBRCMMER & TR R % i L 725
FHEWEEZE R TR b. 20700, 5E27 )T 7 Y AHMPMET LAARERFITIE, otk
B U CEABI 24T . CPEA 2701/ % Tl &, E&GERL & OB R K% 4
LRI BEDT, LECSUTHRE FLF—VRHTD LRI X 22479 7 48
TTANLIEEZ M L Cw 2 B8, PRSI EIRBEN IR > Twd, RIERFRT 2«
YABFHTA PO T 4 — L HRD E, WETREECIEEEREI T O BIIRESREBE IV T TV
ANFEEENRLTVOT, B»SINEYF—2 a v OEEEEBT LLENH L. T2,
RIEBF T EHERERDZ L2 EA3H 572012, ZOBEG OB IR~ D Z S AE N EE
HARTEIC 2 ZWBEMED D 5. GRICIFIRARREAMICT L2 BT, RoOCERREEZ 22T 5 &
INCEBEPOLHH L TBLLEDLD L.

N ek

1) Aslan GK, Gurses HN, Issever H, et al. Effects of respiratory muscle training on pulmonary functions in
patients with slowly progressive neuromuscular disease: a randomized controlled trial. Clin Rehabil 2014;
28: 573-581

2) Ugalde V, Breslin EH, Walsh SA et al. Pursed lips breathing improves ventilation in myotonic muscular
dystrophy. Arch Phys Med Rehabil 2000; 81: 472-478

3) Nitz J, Burke B. A study of the facilitation of respiration in myotonic dystrophy. Physiother Res Int 2002; 7:
228-233

4) Kaminska M, Browman F, Trojan DA, et al. Feasibility of lung volume recruitment in early neuromuscular
weakness: a comparison between amyotrophic lateral sclerosis, myotonic dystrophy, and postpolio syn-
drome. Am ] Phys Med Rehabil 2015; 94: 677-634

5) Matsumura T, Saito T, Fujimura H, et al. Lung inflation training using a positive end-expiratory pressure
valve in neuromuscular disorders. Intern Med 2012; 51: 711-716

6) Bott ], Blumenthal S, Buxton M, et al. Guidelines for the physiotherapy management of the adult, medical,
spontaneously breathing patient. Thorax 2009; 64 (Suppl 1): i1-i51
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dystrophy type 1. Neurol Clin Pract 2018; 8: 507-520
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I. &®
Background Question 8-1 8. DMEDEZE « SRR

DIRICIEED LS BREEVRESD. EDLS5TBER
ZiIFnEs L

O RERE (FE7OvY, W70y Y) EOBMOERERENR (OF#%, OFEHE
) BEL<ALND. RATFLERE, (OXEEH, AENEEERESIIEBRNENTHS.

g OINTDBREBICHLLLESF 1 H, 12FE0ERREZITL, EFMICKILZ—
1 DERBRE, LII—KREZTD.
OLEREE, DHERESZREDHLEEE, BERGEFFENIYIT—232T 5.
4
Bx- B8

OMREREE - DNRIRIIERIE 2 GUEGTRICKRS 2B RIETEMETH Y, EH %
BREDPANRTH L. BRIV HIVIEREGHEMENTN L, S HRE 2T 505 &9 12/
5.

R - TEFTVYR

AINZBT BB Y A b a7 4 — B OSRIIIFRERBIEIEDS 50~60%, /LB HIE s
10~15%RE L ME SN TWD Y ZZRILIT I0BFEIEA DN, FORFIITIMEEREE, B
PSR F 723 OE S, O OERSE TN 2

AEROFEAEF OV E DL LT, DMPK#IZT O CTIGY ¥ — MM EIZ XL ) SCN5A
(sodium voltage-gated channel alpha subunit5) DA 77 4 ¥ ¥ FEENEI D, Na F ¥ AV
ARABL 2 S RERBIANELE L, O OBE - ZREORFEIRI LI EHIRBINTNS

CTG V) ¥'— M EAFkmE, Of5REE (PR HRE, QRSIE) &BE$2 Y CTG ) ¥— M,
FIEL, ZEIRIE, (REREE, R—A X —HhiaAK, AEMEREEE, FEWAEIREEES S 0
FREFRER & AR OIR O BEE S ks & & B ISR MEAETE AT 3 5 0 TR 720 XA
PRETH 2. F7o, BEOBDLEIFIE, RPMOF = v 7 L0 EOHEREZ TV, Hi7zil
TR ) X AR RO 7Y%, 12 FFE LB THET 5.

DERIE, o EOMEL D OO A XY MEEL K CHBTA Y K ALND LENE
Wi, 1ERE7ay 7 (282~45.0%), AMHiti7ay 7, G E3AMW 7 gy 7 (165~
19.9%) 7 & OfREREE & LEME) F 7213 0B 2 EO.LEEAER (5.0~125%) TH Y,
B e WAL G R 2.2~4.1%, Ffitk 1.0~2.7%), A=ZNGHERE (5.1~7.2%)
WABHND VY AT DY X L, PR B =240msec, QRS IE=120msec, 2 EEF 7213 3 &
DEZETOy 7D 1 DOULZETH I EDPERIEDO TS L ERTWD

ANV — BRI, 12FE0CERITHRESINOBERER 2B TE 50T, EWHITHRE
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8. DEEDIEE - REAR

A7) ZENEFT L. BEBEOMBEE TICEAET HAAARLLEE =% —1F, HERZFEFEETE
ZVWODFTVREMOBWIIH NSNS, LT — I3 OBEREEMICH I TH 5.

AR D & { ADNBALEEIE HY KRR TH Y, HV W 2 % 5 5 ME— D F ko
B WALV DR E AR AR TH L. BF, O F v, Bk EOEROD 5 BE, HHHE
Doy X2, 12 #FHELER T PR B =240msec, QRS IE=120msec DEEIZEE T 5 210

N ek
1)

2)

3)
4)

5)
6)
8)

9)

10)

EEAIRE, AR, AR BRIIA. EAHYA b7 4 —HP AR B B MEE YA ba T 4 —
DIEFEDLETE 1999~2013 4F. fkEiHHET: 2019; 35: 561-566

Wahbi K, Babuty D, Probst V, et al. Incidence and predictors of sudden death, major conduction defects
and sustained ventricular tachyarrhythmias in 1388 patients with myotonic dystrophy type 1. Eur Heart J
2016; 38: 751-758

Freyermuth F, Rau F, Kokunai Y, et al. Splicing misregulation of SCN5A contributes to cardiac-conduction
delay and heart arrhythmia in myotonic dystrophy. Nat Commun 2016; 7: 11067

Groh WJ, Lowe MR, Zipes DP. Severity of cardiac conduction involvement and arrhythmias in myotonic
dystrophy type 1 correlates with age and CTG repeat length. ] Cardiovasc Electrophysiol 2002; 13: 444-448
Chong-Nguyen C, Wahbi K, Algalarrondo V, et al. Association between mutation size and cardiac
involvement in myotonic dystrophy type 1: an analysis of the DM1-Heart Registry. Circ Cardiovasc Genet
2017; 10: 001526

LauJ, Sy R, Corbett A, Kritharides L. Myotonic dystrophy and the heart: a systematic review of evaluation
and management. Intern ] Cardiol 2015; 184: 600-608

Groh WJ, Groh MR, Saha C, et al. Electrocardiographic abnormalities and sudden death in myotonic dys-
trophy type 1. N Engl ] Med 2008; 358: 2688-2697

Petri H, Vissing J, Witting N, et al. Cardiac manifestations of myotonic dystrophy type 1. Intern J Cardiol
2012; 160: 82-88

Wahbi K, Meune C, Porcher R, et al. Electrophysiological study with prophylactic pacing and survival in
adults with myotonic dystrophy and conduction system disease. JAMA 2012; 307: 1292-1301

Feingold B, Mahle WT, Auerbach S, et al. Management of cardiac involvement associated with neuromus-
cular diseases: a scientific statement from the American Heart Association. Circulation 2017; 136: e200-
e231

WeF SCHREL © Cochrane : 15, PubMed : 102, EHEE : 175
PRARSCHREL © Cochrane : 0, PubMed : 9, FEHGE @ 1
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I. &®
Foreground Question 8-2 8. DIROBE « T8

THRIRPEAEARICH 9 5 F BB EAN— 2 A —JiaId F 1%
ZEITHD

OERDEEICHHPDHEST SERET/OVY, BEEETOY JDBEHICN—AX—
ARETD (ERJIL—K1, TEFTVALANILC).

}é OPR BffE=240msec, %7zld QRS 18= 120 msec DEERDBE IS DHERE
EPEREZITL, HV BE>70msec D& EFHIIBN—AX —HiRFEERT
BRI L—K2, TEFVALANILC).
4
Bx- 868

ERIEYEY A b1 7 4 —OfEEREEX, e & ISETT A, BeEE Ty ¥, EER
E70y 7 EIRIET DRI TS R— A X — A EFE 2T LB THRIYET 505, 7S
HARTARIBTIET NS ABHOEEEIME . (ZEREEZ AT 20MERO VBRI, BRE
Pk BRAFLIGMTE, R—A X =N FMOMEZHL LI TlE R ws, fHRIEEME
LHHEL, HHOVLESREFHNAT LI ENEETHS.

BE - TEFY2R

FREE YA PR T 4 —Tld, NaF ¥ RNVDATTA ¥ v FRED, FEIR, ImERED
FIEICBIG T 5 2 EATRIRINT NS

K& Guideline for Device-Based Therapy of Cardiac Rhythm Abnormalities ? Ti&, AJiE
AT 23EREET0y 7 ERERBE Ty 71378y 7 OFMREROF I Db ST
R=ZAXA=OFEE LTS (Class [ + A TH L EVHPIDBDH Y, BETH L Z LA —
BICHZEINTND)., T2, 1EFETUYy 7280 TXCOBETuy 7, Wray 7137
WA DB EIREREENETT 2 2 LD D720, IEROFWIIHPPDETR—ARXA—N %%
ELTEWE LTS (Class b : A TH 2LV BRIDHVH D). HAMREFRO [R
BIRIESEMEHREATA T4 219 T, ETHOMRHEECE) BEF X3 EEE Ty 7
XL, R=ZAXA—=AHEHEHEIEL TS (Class 1), X=X =713, RIRPEAEEIRIC & %22
RIEETFHIT 205, N—ARX—=HHAARBEHIZBVTORRIES A SN, Fifeth DS,
DEME), FAERDADFEFIC L 2RIED H 5 EE 2 5D Y HARRI B2 X BRI
IHIREAIENR 2 & & X TOBGCEAEIRITIS TR TH 525, 2 A MREIHELZ ERE T %
ER=ZAX =7 LIZHEIEZ X TRETHS.

AFETIE, M e & I MREREDHELT L, ORBMEIE, ZRIED 7% 5 N 25 MR8 R E
WX BRIREAEIIREZZENTVDLZ DD, FPHRR—AX—=ARGARDPHERSNS.
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8. DEEDIEE - REAR

Wahbi 51, PR R >200msec, F721% QRS I >100msec D HEE 2512, (DgERERE
MRRAL % 47\ HV REfE >70 msec D BE I FEHIIZAR—Z XA — iR J?’Eﬁof‘ﬁc‘: LR
BETO Y 7 E2BDIzE ZITR—A X =N iHH ] of:ﬁ%kt%cu:. ZORKER, HV K>
70msec TP —A X — I iGHE L REDOAALED G, BRI 72 25 72 °. Laurent &
EASRE B3 100 Bl 'L\ﬂﬁéﬁﬁifﬁ%ﬂﬁ*ﬁﬁ%ﬁb‘, HV F; [ >70msec @ B 49 B FBi 72
NR—=ARX=NEHET 5729 R=ARX = DHEAR LT 72 1 FUNTZIRIED A S Tz hs, Bk
RERIZZRD 51T, DBUADERDE Z bz, —F, BEEE70 v 713 20 fllcA b,
19 BHE R — A X = AREARBITH o 72, WEHLDS D) X 24, PR E;H =240msec, QRS
B=120msec, 2 EFZIE 3EDOEET T Y 7 IIBROGEHRNTLEZLNL T N YRS
O BE IO ES I FNRA 2 7V, HV B >70msec THIUIR— R X — W {EHEZIET
%8 AL, EERTIEEROBHIZ, RELED ORERAEFNHAE, X—ZXX =7k
ﬁ@%%ﬁ%@%é%,ﬁﬁ%%é;kiMTL§§%fi&w

N et

1) Freyermuth F, Rau F, Kokunai Y, et al. Splicing misregulation of SCN5A contributes to cardiac-conduction
delay and heart arrhythmia in myotonic dystrophy. Nat Commun 2016; 7: 11067

2) Epstein AE, DiMarco JP, Ellenbogen KA, et al. ACC/AHA /HRS 2008 guidelines for device-based therapy
of cardiac rhythm abnormalities: a report of the American College of Cardiology/American Heart Associ-
ation Task Force on Practice Guidelines (Writing Committee to Revise the ACC/AHA/NASPE 2002
Guideline Update for Implantation of Cardiac Pacemakers and Antiarrhythmia Devices) developed in col-
laboration with the American Association for Thoracic Surgery and Society of Thoracic Surgeons. ] Am
Coll Cardiol 2008; 51: el-e62

3) ZRHFEL, BEREZ. AEIRIEEWGRE T A K74 > (2018 LRI
https:/ /www j-circ.or.jp/cms/wp-content/uploads /2018 /07 /JCS2018_kurita_nogamil91120.pdf
(20204 8 J1 7 HIEL)

4) Wahbi K, Babuty D, Probst V, et al. Incidence and predictors of sudden death, major conduction defects
and sustained ventricular tachyarrhythmias in 1388 patients with myotonic dystrophy type 1. Eur Heart |
2016; 38: 751-758

5) Wahbi K, Meune C, Porcher R, et al. Electrophysiological study with prophylactic pacing and survival in
adults with myotonic dystrophy and conduction system disease. JAMA 2012; 307: 1292-1301

6) Laurent V, Pellieux S, Corcia P, et al. Mortality in myotonic dystrophy patients in the area of prophylactic
pacing devices. Intern J Cardiol 2011; 150: 54-58

7)  Groh W], Groh MR, Saha C, et al. Electrocardiographic abnormalities and sudden death in myotonic dys-
trophy type 1. N Engl ] Med 2008; 358: 2688-2697

8) Lau]J,SyR, Corbett A, Kritharides L. Myotonic dystrophy and the heart: a systematic review of evaluation
and management. Intern J Cardiol 2015; 184: 600-608

My SCHREL © Cochrane : 6, PubMed : 296, [KHiik @ 13
FRIRCHREL - Cochrane : 0, PubMed : 6, EH1EE: 0
EHRSCENE N v R —FCEmL 72

FROVEER W13 /0
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I. &®
Foreground Question 8-3 8. DIEDORE « TR

SR RIRDGERZ 1T EFRVPBRIERD IET 5
7‘)‘

O LEME, DEEBICHL, BREBETHEICHAT—TIVTIL—3a EER
TBHMHEBIL—K2, IEFVALANILC).

@Adual chamber pacemaker HEAABEDDEA—/N—RF1T - X= 2 T
BEEEONICTS HRBIL—K2, TETFVALANILC).

}§ O 0=, et OEFRICHL, BibEiRiT R ICHEAARERMENIZ (ICD) /&
MEeERTS HEJL—K2, TEFTVALANILC).
O-0ff Na F v RIBMIER D & 2 A BIRE It (RRAED R VISR ICREICE
RA7%. LDERTEEREZRODBEICIIFERAINEZ TRV (EEIL—F1, T
FAN—IFEZFY).
4
BR- 88

AR, ARG B W TIIEEM R OMESRDE L <, EWHHR IS EGORBRIED AR
BIROFEIRGGE HIIZRE SNo2H 5. FiRiEtEy A b a7 4 =T, Na 7 v FOVEREH]
D@ B PAENREE (JME R F 2 B, BALS a2 H 0, 25 IG5 RGH
MR ICAHRR S 2 2 DT L.

R - TETVR

BEENEY A a7 4 =BT 5.0EMEOERHRIL85% &M SN TS, (LEEINER
EET AL DD, WHEOTDOIHEG L-PIAEREICL )V BEOERICRS 20D 5.
SRV O RERLEY, FEEE OB T, SERE R R I X B M 2 0 B 2 e 0h Y (i
AREFEFERES D), MEIEDESRRERICE ) R—ZA XA —h %2 EET 5. Wt ORI 3
AT—TNTTV—"a YR, EBYERE, $2000ER—Y v 7 E L THERIME
Wb

R—= 2 A= HHABRFEFNZBNWT, LER—Y Y ZTOHEIMEL, b*N—&Vﬁ@ﬁF@
BV BF ISR OB OB AN <, FREREH AR D> 72 2 R—=Z X — W RHABSEBINZ
WCTDELA—=NN=FIF4 7 - R=2 ¥ 7HHE% ON DOi%El ?%k”ﬁ@b%ﬁﬁ@ﬁﬁ#ﬁ
B35 3 LER—Y Y TV ORE T H & Bachmann W CHAEM OB ATE) ORI 1T
Lotz 4).

1,388 Bl A M) & HFFE ¥ T, Fbtk 0SB HIHY 26 B (2.3%) 1780 Hi, Cox HUFHTIC &
PRI OSEEIAO A TH 572, 3961 (3.6%) DZIRIERDH D, 9 b 9 HlidFrkelk:
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8. DEEDIEE - REAR

DEHMTH o 7z LEMWHIRTEATEIRIZX S 2 HHA A B ERllE) &7 (implantable cardioverter
defibrillator : ICD) O HARMER G20 [ANBIRIEZEMIEHIR T A N7 4 V12T 5.
BRIEMEY A b a7 4 —TIXICD (& QRS IRDJE W, LB OBIREA IR G OB A IS TH 2
LOWENDH L.

BEIRVEA R (0§ 2 PR EENR S 1, OEREDS & <, IR B RIEIR AT BE TR 5 T
BEIHEHTRETHL. RETE, OHONaF Y RNVDAT T4 Y v FRENSER AR
BREEOEFOVLEDOTHEIEDPREEINTVEY I+ b=—DHRFIHEbLND Na F v %
VISR D 7T g 4 ¥ 7 3 PG T COLRE KA AR A TBIEA IR S L
DWEDH 5 . —#HINZ, Na F X FVEWEH O & 2 PIAEIRIEDAIENRD & % [ O L
THREUET DL VH)TET Y AE AL, LHHEROLEHIMFEISH LTT7 VAL = Fid
A PHEE LSS VI WD H B 0 AREBEEITHT S Na F v R OVEREEOMIHIL, FF
WAEENRIC & 2 BEERO R WEE, LENTREREZZOLEETIHITLIRETH .

N et

1) WahbiK, Sebag FA, Lellouche N, et al. Atrial flutter in myotonic dystrophy type 1: patient characteristics
and clinical outcome. Neuromuscul Disord 2016; 26: 227-233

2) Russo V, Rago A, Papa AA, et al. Does a high percentage of right ventricular pacing influence the inci-
dence of paroxysmal atrial fibrillation in myotonic dystrophy type 1 patients? Kardiologia Polska (Polish
Heart Journal) 2013; 71: 1147-1153

3) Nigro G, Russo V, Rago A, et al. Right atrial preference pacing algorithm in the prevention of paroxysmal
atrial fibrillation in myotonic dystrophy type 1 patients: a long term follow-up study. Acta Myologica
2012; 31: 139

4) Nigro G, Russo V, Politano L, et al. Does Bachmann'’s bundle pacing prevent atrial fibrillation in myotonic
dystrophy type 1 patients? A 12 months follow-up study. Europace 2010; 12: 1219-1223

5) Wahbi K, Babuty D, Probst V, et al. Incidence and predictors of sudden death, major conduction defects
and sustained ventricular tachyarrhythmias in 1388 patients with myotonic dystrophy type 1. Eur Heart J
2016; 38: 751-758

6) ZRHEBEE WEREZ. TRIRIEEWGH T A 74 > (2018 4ELETH
https:/ /www j-circ.or.jp/cms/wp-content/uploads /2018 /07 /JCS2018_kurita_nogamil91120.pdf
(2020 4F- 8 H 7 HBIEL)

7) Bhakta D, Shen C, Kron J, et al. Pacemaker and implantable cardioverter: defibrillator use in a US myoton-
ic dystrophy type 1 population. ] Cardiovasc Electrophysiol 2011; 22: 1369-1375

8) Freyermuth F, Rau F, Kokunai Y, et al. Splicing misregulation of SCN5A contributes to cardiac-conduction
delay and heart arrhythmia in myotonic dystrophy. Nat Commun 2016; 7: 11067

9) Otten RF, Scherschel JA, Lopshire JC, et al. Arrhythmia exacerbation after sodium channel blockade in
myotonic dystrophy type 1. Muscle Nerve 2009; 40: 901-902

10) Echt DS, Liebson PR, Mitchell LB, et al. Mortality and morbidity in patients receiving encainide, flecainide,

or placebo: the Cardiac Arrhythmia Suppression Trial. N Engl ] Med 1991; 324: 781-783

MRERSCHREL © Cochrane © 3, PubMed : 84, [EHik 1 58
PRICHREL - Cochrane : 0, PubMed : 8, EEHiE : 0
BRI AN Y Ry —F Tl 7.

HULER w12 w0
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9. BT - HILE - ISR



I. 8%

Foreground Question 9-1 0. BTRE (kS - R HReA

EHARICEE Pl g 6 C & C, ETMEEICK S22 Vb
X TBHCEHD

AR

OETREENAHEEIIFVY, BRICZLL. BTEEZZECHADRRE ALY
5%7%, ERWICHTZ25HET S HEIL—F 1, TETALANILD).

OFTFEDNETIITED S DERMPHHDEEICAR 7=, BT ICH £ Tk
REZFHAETHIEIIAERATHS HEIL—F1, TEFTVALAILD).

OZEPHADTFRICIE, BLDBEDETHEICECLENADPEETHS. BED
QOL (CEZE LoD, OS 7, BRERE, HEEEHTU/N\EUT—a2, K8R
BEODBALEZTS HRIL—F2, TEFTVALANILD).

BR- 88

gy A ba 7 4 — (DM) OFER L, FREEEN % & IR AEAZnEN 72 A 16 A
(22%) &% <, RMEMEMiZ - BRI X 2 TIE, BT 72 DM EE 25 Ah 9 A
(36%), FEMIPRFEATIRE/Z 572 DM B#E 32 A8 A (25%) IS4 L7 b, MWeTkEE
X DM BEOFRITZEL, ADLDBIVWEFEIZLAEPIEL) 2BETHD. LrLads, BT
FEENHIAT LR ZFRET A LIZEHL L, ZOFHIZOVWTOIET Y Aldhw 2 Bunik
W2 S FEEDAEPHICOVTIEREL, BYARNAZRIT) TENEETH .

R - TETVR

1. BTESOEHIEE

DM % 556 ADFAETIL, e FREEILBH RO 48.2% (254/527) ICAPELTEBY, I+ b
S WEBFIZIART, PEE, L LAREEDOIT b =—03B 5 BHIE, WTEEOAD
BEEEDS o 72 [HE PR EADHHE © I+ b=—4 L 114 A 25 A (21.9%), HEED I F b
=—302 AH 146 A (483%), HED I F b =— 101 A 77 A (762%)]. =B, ZTOH#HET
iE, 34 P=—OEEEIE, BERERETEORE L ARICHBELZY I 4 == 2
i, ERIERITRC, WTREOSIHIERESLETDH 5.

DM E# 101 AOFFETIX, HEL L 72%, WETORYOHE) D5 69%, LETOD
RAAI (5EHET) 45%, —HmOMT 42% 2 5fk 272" LA LaAs, BEOLNMIE, 2
NOOIERPHETREEIZL DD EEZT, FEREFRZLVENCL 720, REEH I R
DEPEERE, M & CHBIICHERT 2 2 LA E L,
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9. WTREEE - BT - BRIFHRE

2. BTIEEZGHUCREDRH

DM % 71 ANDRKRIG Ol T, W TRED D 5 BH 61 NI FRED 2 10 Al
AT, HEBOFIERE (muscular impairment rating scale : MIRS) 25 <, fE b EO SIS
{, TLTHBOES TS TERW R EDI NS 5727 £72, BT TIX, & S - IHE
BOFmILT, WeHZE LT, ETOEYW D7 ) 77 v ADKT, EIEERA RV T
Holz. WETREND L EE LW TRENZ2VERE, FIERIL 36 E 47 KT, HTREE
DB HBHEDIZ) A EIH L, MBI (body mass index : BMI) D313 25 & 26 TH &4
Blaho7z? Thbb, WFRELAHLZ DM EHIE, L) EEOEBEESFD, WT
X hb Bk A IR ESBNTWS, 2L T, FldE < T, RERDHH 2% L
THMETREEZAIL ) A2 LICHEET 2LENH 5.

3. B TNREE O

few 60 AL DM BHE 18 A& xR & LW P Tld, DM BF IR F T
WEFIZ03h b B BB & RHEN, WETREEREOEND RO LN/ 72, BB e
BATFROB KR ATE R L7z, W Mg g o M5 <k,  MHEEIE o AL 235 K IUHR IE & 22
HFCENRWIT EHHED ) 27 o729 DM EE 47 N A 29 A, /MR 13 A, KRS
N) BRG L UM Mg A o i ik, IHEIGHE DK 87%, FLUIRFAIM 5% 85%, MHEEIZ
D AATHSDOHET OB L (BEEIRIHET) 64%, MEIHIEA O 47%, We T R ER D2
N A7%, W T RIGRME 6%, W T HhamE 30%, We T ikuE 13% T -7

DM & 45 N L EHH 10 A2t g & LW T ABERAETIE, MIRSALWEZETH- T
b, TRTCOFGEHA CERBEHOMREIT AAE L, MIRS 2SEWEEL, XWVEFIHRT, M
JHE R DT W T U EROBND S o7z

— S, EWHINEICE D ATNTHAOHE T HEREE TOY A4 I 2 7 OENRRIEZE Lo
BN, AEADTHOAA SR EIEEEORR E 2D 9 5. F72, WG O T IXIHEE 7
V75 ARKT S, BROEKICARD IS, SO0 REZFMT 272012, HETEER
TRME FBERAE A TH 5 L SN 5.

MRGEDME T35 &, L, MKEAERINTY, SBICA->72BYEPINT 50
AW S, DM EZE T, LIELIZMRGORESBENS 720, @I IFREEGE 2 3¢
L, WRHEZHEET S EEHTH 5.

4. BEEREENDTA

HE T FEENDO AL OVWTIR TR ET Y AR %\, BT, W NREE 27072 DM
BF2NCZT7 2= b4 ¥ 200mg/H (BREBUEHIY) 2855 L, €0 2 MO F g Crk
M OIHBENO LY AR OYGEE LB 2 ) 7 T ¥ ADWH, € L CHEE T CRH o454 REH
DIEREARD Tz &) Mg D 5 °.

WETFREOREIS UT, Ly 7, SRENE HAwr) e 77—y, AsE
EOBAGRERT) SENET L. L Lads, FHREOOMET BT RO H it
WEET, LHFED L. SRR 2 B1ET 5 &, NI TOWKO@BAFED BT ), 34
WS 2ZENDHD. RARARLTVLEEZBAEHY IR L, TFOMT2BI5T 5. SO
FHiELTEARREDITDLE, ZOMMDIZOINEREN L 55 03 b. WKL
BEEMEEZ DT A L)Y 5. R REOEW 2 I ITHE T § 528 HHE T, —BICIIIHETE
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ROBEHFTH 5 . WEIZETEY DR 23% DM BHD, #ild THRAZHT 55 L
T 5 LWHDLOT, AROMTZBIET L. FEHGEIC X > THE CO Y OE#A X <
GLhI Wb ﬁﬂ®&wﬁﬁ~%%%@%é%TWTTéi5’%ﬁ?é 72, FURFA
MO, WEFRICERZMESETEEN 5 ERETE LI EDDH 5 ", DM BHE DI
R EMANCRO 5N D T EWL iz, EhLZhEhil “%@%L%%TTéIOZ%E?
5. BEAY - FPEVEEETICENZIHBTETE5Y, ERT22VAZ0H5. #HA
A¥ = FOFERFIT TR=2 v 7252 LTHIRT % (TFA/N—hFEZF2).

[T’E”%‘?EE RICAWVWSEDFER]

M B OHE FREEDOREIIMA T, LD L) LREAIEBRLMEDEK & % 5 0bh o
“Cuw:cu\. MAETREZRBDIZ2L L Vo TT CIROENZPIET 2D TR L, BHEDOIKE
RHEl, ZLTQOL #/EL, WAMIHIET 5.

N ot

D gEighder, AR L R SRRV R a7 —oiE TR LSRR, BRRMIEY: 1995; 35: 1489
1491

2) Pilz W, Baijens LW, Kremer B. Oropharyngeal dysphagia in myotonic dystrophy type 1: a systematic
review. Dysphagia 2014; 29: 319-331

3) Wood L, Cordts I, Atalaia A, et al. The UK Myotonic Dystrophy Patient Registry: facilitating and accelerat-
ing clinical research. ] Neurol 2017; 264: 979-988

4)  Willaert A, Jorissen M, Goeleven A. Swallowing dysfunction in myotonic dystrophy: a retrospective study
of symptomatology and radiographic findings. B-ENT 2015; 11: 249-256

5) Andrenelli E, Galli FL, Gesuita R, et al. Swallowing impairments in Amyotrophic lateral sclerosis and
myotonic dystrophy type 1: looking for the portrait of dysphagic patient in neuromuscular diseases.
Neuro Rehabil 2018; 42: 93-102

6) Leonard RJ, Kendall KA, Johnson R, et al. Swallowing in myotonic muscular dystrophy: a videofluoro-
scopic study. Arch Phys Med Rehabil 2001; 82: 979-985

7) Pilz W, Baijens LW, Passos VL, et al. Swallowing assessment in myotonic dystrophy type 1 using fiberop-
tic endoscopic evaluation of swallowing (FEES). Neuromuscul Disord 2014; 24: 1054-1062

&) M L, MW, LI FMRETEY A o7 4 —OWETEEEISH T % phenytoin DR HR—
Videofluorography (2 & 2. ##EH#ES: 2001; 18: 163-167

N szICLEDRER

a) HAEAWTINEY F—¥a VESEFERFAZAS. o T Lo (2014 ). HAEE - I NE
V7 — ¥ 3 MR 2014; 18: 55-89

MRFRCHREL @ Cochrane @ 7, PubMed : 76, ik @ 73
FRIRCHREL - Cochrane : 5, PubMed : 12, [EHEE : 5
EEL NI N Y Py —FTlmL 7.

MULER w12 /o
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9. WTREE - BT - BRIFHRE

Foreground Question 9-2 0. BTRE . BILE - NP
it FEZICXH I 2R REA LI FRENET 5D GEED

ORBRBZZEALLBEOTILEFFRIE, BALBPOZBELVERL. £

e, RERBEIREREEZYELD>D HRIL—K2, TETVALANILD).

ig OHETEELSRNFRICIE, KERERCOVTOTSLHAZITL, EH, &
DERZEELLSAT, RBRBEEIODEAZRETS (HEITL—F2, TETY

ALNILESEEL).
J
BR-BH
W RS X B IRIR R Z I, RRAMETER € D76 f’i’i%@"ﬁi%b)‘“(&( KA AT
HhH. WETREDZD ~riDjﬂﬂy%})[ﬁ¥ﬁ oo, EREEIC L o TREEH Z1TH 2

EDEF L, BB, BENARET IEI)FEL ST DR R, RERAEREND
0, JEAE, BEICXAREEHSERICR)DOOH A,

W - TEFYR

. REBEREBLFEADHE T

ﬁ%L L7ty A b a7 4 — (DM) B 40 Ao Tld, BESER LRy
54.5 %, IPHCIREEIL, BEZEIPNLAS 33%, FHRBRIBIEIAHEEDY 17%, KBV T A LT
50% CdHh -7z, HHLERROTREME LT, WeFRED 5%, KIET 2N d L I
WA GEAS 23%, REERFDR 5% Th o7, HEEERBEOLIE LT, FEEMOUE 69%, It
IO 28%, WPIRBERED U 25%, e FHGE DU L I LEHEROYUHESENZN 9%
Thotz! WTFEEDZOLBEMRLREEHIE L WIHAICE, UBREBREOEAIZL -
T, FARABIZ UG L, & X CIPUkReomE ke b %3 5

DM E# 51 A, 9EMOEIZENIZETIE, 24 AHFET GETRAERS 56.5+5.3 %) L, 13 A2®
OBREL (RAREREILZA, HEIAN) 2BAL T RBRREEAR L IBEARZ I
By hE, BAFHIFIEENMN 67903 KT, JEATED 61621 L) bAZFICEEL,
BABROFIEFOEIL856+196.3 HTHh o722 MRBRBEOEAIZL - T, FYELEER
FEERET 2 2 EWIRFTE S, RBRREBEGEABROEMFAHEIEAEYD D Z LITHET 5.
B X 2 RBERIMETHICHFGTTLHEV) T ETFT Y AE v wWihoREFREED:
b, MEEARMEZ: SIS X DRRMEEN A E TR TE LR VW I L 2 CEH L, BEOEEAMNEL
729 2T, REBERBLEOBEALRET 2 LEN D 5.
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I. 8%

2. EEL 2T DineE

BRI %5 DM BE O EIZAT LR 2, UG LT [B2ro7z] 28%,
H:%%VN:\A;{ WEHE2-572]1 10%, [EH00E0vZIEENI-72] 5%, [Eho7z] 57%T
Hotz. —F, BEERLLTFT2 v XBBIAMa T4 —BE 77T N, BHEERLT TR
otz 72%, TEHLLNEVZITENo72] 24%, [EH0hEWnIEENP-72] 0%, [HEho
721 4% ThHo7z Y BEEIC X D REEH ’iof%%ﬁﬁimﬁc%ciﬁi&bé%@@, HBE O
ERERL LIRS W EIZHEL, B TODED DT B UEND 5.

[HERZERIKICAVDBRDEER]
— 2, FPIRRE R SR AINEAVEAL L 72 B~ O FMLE AL ) 2 7 2409 . @) 2w
BHEERET 572010, BA 2O FRIZOWTIHHLTB I EPEFE L.

N ot

1) Mizuno T, Komaki H, Sasaki M, et al. Efficacy and tolerance of gastrostomy feeding in Japanese muscular
dystrophy patients. Brain Dev 2012; 34: 756-762

2) BuLEEE, @G, TEERE. BREYEY A a7 4 —ORERBEORITR. RS 2006; 46:
119-121

|ﬁ%uur—waﬂ

a) HAHRMgERES. WETRESRANA N4 » 2018 RN, BN, Hat, 2018

FRERLHREL - Cochrane : 0, PubMed : 16, EHEE © 60
FRARCHREL - Cochrane : 0, PubMed : 2, EHGE :
FHERSCHNE N Y P —FTEmL 7.

USSR T 12 /o
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9. BRFEBE - H{tE - /SR8
Background Question 9-3 0. WFREE . H{LE .« gbltmeE
TEEHIEEDREICIEED LS IS T Bh

OFEMDEHEEITFL. BRICIXEFEBONE, THOERPREREZTTD.
O TEHILEDFHED /=, EMEIICHER X REEZHET L, BRAOHARERLKE

gg ZHERT B.
- OFEMPLBEVBETH O TH, £ ADL HRENTVBEBETH>TH, BEXFEHRY
FARAZERERRELDS. ZDREIZEASHTHRN
A
BER - B8

HREMEY 2 F a7 4 — (DM) BB TR LIFLIETRHHEILEORTE 238D, 2O, THE
KR 2RI & RIS W72 5720, BEL LTRELRWEIHETH 5.

s - TEFTVYR

1. {Eh

DM B 913 AOFIATIE, HEOSWIHILEERIE, WETFREE 55%, B fEdiaE 38%,
5 33% & S, HWDSLBELRMEALEHEIRE, B BB 22.5%, M 4.8%, FH 1.6%T
HHY T, DMEHK 40 AOFTAEIZBWTD, [EIF55%, MWeTFEE 45%, WM 35%, T
33%, fEAEE30%TH 5 2

DM BH I T HHILEOGPENZVEK E LT, BEOEEORE P20 b 5 1A
OHMNE TS 5 LRSS, DM EF I LEEEREHIE L ERL TS0, HH
PHENH BB TH->TD, FRIZPRERTOPHEL TV A2 THHICHEEL E T in
ZD7OFMENL L, IR > TWD, EHICEI X MEEZ L L, BNO T A RE
HRERMRTHIEDNLET L.

— AR RAE (I LT, ) ARl sy, BB v W -, Tunft T4 v R
CEUZEZEI L2 XICHHZRED ST EXMEYOZ L) 12X 2 BNME DN S
VAW, FEEMN A, R TRIOWE, il R, FERE, SATEEER e L AESE X
N5 DMBEICHNTIIEF Y ZZZL WD, EH, LELRERTZRIRT 5.

2. TOMDTEHEEDER

DM & T, B MER A ZER ERRIE OGS S s ©7 BEmEhEMER, M
AL OEEEE O 720 (WP % AZED IS b O TIHMZEIC R Y, TR, W,
A, W BMEICHE Y 9. DM T, Fiz DY, HILERERZFRA 2 VEATHE
MBEHZEZ G0l ) 5.
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ELRKEE L, W ZBES VI b ST REDIEE L, HHMERER IR 2 &
X729, DM EBW NS L) HENC, EREEESR S IWERZELIARO01L 2 03h 5.
JEE X B ECIHBNO A ARl SR L, FHRIREE % & CTRET 5.

(BIZ7ZERRICAVDBRDEER]

M OYGE & HIS 2 EWHEDO 1343 L MBS, S0 B I ERICAER TH
5 DIFHENEDPRNRE L T 2LE0OHR L O H S *. DM BHITN 2 TET Y A3 W75,
W EE AR HE SN T WD Z EITRHEL, @R 2 BWEHERIUIER 5 X ) 12T 5.

N ot

1) Hilbert JE, Barohn RJ, Clemens PR, et al. High frequency of gastrointestinal manifestations in myotonic
dystrophy type 1 and type 2. Neurology 2017; 89: 1348-1354

2) Ronnblom A, Forsberg H, Danielsson A. Gastrointestinal symptoms in myotonic dystrophy. Scand J Gas-
troenterol 1996; 31: 654-657

3) Fuger K, Barnert ], Hopfner W, et al. Intestinal pseudoobstruction as a feature of myotonic muscular dys-
trophy. Z Gastroenterol 1995; 33: 534-538

4) Glaser AM, Johnston JH, Gleason WA, et al. Myotonic dystrophy as a cause of colonic pseudoobstruction:
not just another constipated child. Clin Case Rep 2015; 3: 424-426

5 ZhF W, HHEME—, REERAEE. BERREE Mo ZHBRE YA b7 4 -0 25, RS
1986; 26: 1017-1022

6) Brunner HG, Hamel BC, Rieu P, et al. Intestinal pseudo-obstruction in myotonic dystrophy. ] Med Genet
1992; 29: 791-793

7) ke AR, HAGREE EI R ERKEEEIC X 5 S PREIRIE 2 4Pk L 72 myotonic dystrophy @ 1
Bl HARPNREHERS 1984; 73: 1195-1200

I sZicLrEDrER

a) BYEMEROBN - WRITES (). RIEREESR A 8T 4 > 2017, ML, i, 2017

MR SCHREL © Cochrane : 0, PubMed : 14, PErEE @ 14
FRARCHREL - Cochrane : 0, PubMed : 4, EHGE :
EER RN Y R —F L 7.
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9. BRFEBE - H{tE - /SR8
Background Question 9-4 9, BTRE (ke .« fhEE
AEEAORHBICIEEDE S EEDD HHH

OV PEASHEDRE, SOFZHIIENEL, HICHRORERIEEDFL.
(o] OREFHHE RV EHDHNETICKZEBEZEZEL, RROBXICOMEZE/-T.
= OOERNDBRRENFTRELD ZENEL, TUENTS—IDFEDHEN, B
i, ERmOBBEHSEL. HHEEDETICLZEMEREDIELCPTL

B= - 88

FREIEY 2 b a7 4 — (DM) BE IS  OWBMEEL DS 5. FIBT UL, AR
o AR, IO IS X D IgREEE 295, BB O KT L) E
BEVFEEBEA»EC 25805 5. HI#ER EORRBRE, SRR SHAS, FZEH - ek
ik, WE MBI OMI K TICL Y, WETRRREIC D TR EZ TS, 72, HYIAELRk
FRETIECTT 7 &Sl o R B R e SR e L 1PE R AR T 2 4 <

fRER - TEFTYR

DM BHE ORI AR, AEBED 35%" IZALNLFERTH Y, Z0% DM - NI
DDA D % VWIS (open bite) & IHIN L IKEEZ R T 5.

T, HBHz2 &0 L PHTORENLZSHEL, KEOEEZZ W ETHE O
OB EE, AIEREOFBUIEEICHG T2 WREEIVREN TV 2 FHEOEEY %
HEREIZE DV ELAOKRAR 1 MOAD K S REHEME 20, ETOwROBEMITEIT 5
LT AERELTHBEREOZE LWET Y250 725 8h 5. wWyAEr BiRICHERFZZ L,
MEHBIEHEBEZ ST 5 DM OBIFENS L) ZEEIMEINTEBY, BEOFEREAR
IERAICE LTI, BRICGKREBEOEEND L REEIEZERINLIRETH .

¥/, DM EFICBWTIE, WG Z L E Lo T30 5h, oHEmELo
fin L YLBEL, WA, WAIERZER,, ERHICE LW E R0 5 Y I B X OB 2S5 (X IH
EIFEN S HOT, ZOEMIMHBEEEICBEEL, HHOEMIAROBRITELE L LIFT.

DM BH T B OPER DR R T, @il H2VITHEREESL L, BoELRDL . 2
DO E LT, HWYIAEB XTI OBMAARICE 202 ) 75 ¥ AOKT
a0y a EEREN, 75 v vy TR E R HITO5RS Y

PRI, PAIREE (Bchh, MSERS, WHIBZEH) I X > THEisMNICHRShTws., Zh
SOMREL, AR L BYERBICX ZMHEMOLELZ TR T, HOMOBEE 2HZEM O
», DM BETIIHHEICHIRETH 2 2 0% <, FEBERAPE LR TV, 512, —
JEBRED A U 5 &, ZHRIEIR PRSI ST 2720, BFASEHEMIETTLE ) 22035\,
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4)

AR, IR T8 REYE Y R a7 4 —BEORRHRE RO VT, EAERR - e BT
TELBIIeHSH Y A b a7 4 —BFO QOL O RIZH$ 2 #1058, 1999: p.403-406

Kiliaridis S, Katsaros C. The effects of myotonic dystrophy and Duchenne muscular dystrophy on the oro-
facial muscles and dentofacial morphology. Acta Odontol Scand 1998; 56: 369-374

flex RBRW]. RGN - ARERERIZET: - Y A a7 4 —BEOT T VAT MY S REHIE
P BT A IR T 4 — LA - HETRE, 2001: p.33-40

Engvall M, Birkhed. Oral sugar clearance and other caries-related factors in patients with myotonic dys-
trophy. Acta Odontol Scand 1997; 55: 111-115

MRERSCHREL - Cochrane : 11, PubMed : 41, PEHGE : 109
PRIRSCHREL © Cochrane : 0, PubMed : 11, [EHEE: 7
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9. WTREE - BT - BRIFHRE

Foreground Question 9-5 0, BTHEE Bk « R H0reA

O 7SS OwPaREE{TO 3 ATDIEINE L
[0 7

O#EY)AEMROES 7217V, EHNLREREZEZZITEIEHPEELL. EF
EEEICELZORT7HEERTS. IEROBMB[HEICH L THORTTIERETH
ﬁ BHBIL—K1, IEFVALANILD).
OO 7H LUEEAERICEEL T, BTHEOETICHEREL, EEOR5ILRE
DOHEHSPBETHS R/ L—K2, TEFVALANILD).

B 88

MiREEY A ba 74— (DM) BEICBWTIE, FEOHETIZL Y, O RS
WD L CIEARTRETH A% <, HEBRBEOMEE: - Segichw T, iy 7 & @l 2
WRHRZ LT L 2 5.

W - TEFYR

DM BT, BQ9I4 Tim U7z & 9128 L OB IE S A S 5. IR AR IR, S
B AL 5T 528, AL, BB A RENEE R T ICh 2o T, METREEIC
PESERNEEIC XD, BBEANMAZEBYICIT) S LB TELWEERZ . Zokn, HEDN
HOESr T, SN REEREZ AT S EPEEE 2L, RIIARICLY, HENROES 7
WZBWTT 7 —F D W S DFAET RN D 5720, BFHEHRE OMADEE L,
FIE 7 7RI, MiARRE OIS & 0 ZHBIEI B 2 4 LR 9 WA D R L, MR
WFDLRETH 5.

BREHAER KT 2, BB OWETHERE - IPURRE - OARREOHMZIT TR <, HEOM
AT & BRI EIZ OV T H R T 2 2 e S E T L Y

WARDHEATT A &, WETREICE Y, WEHAHRICB T 2 FKLEZT TIE% <, HEDOME
FTICELTYH, KOOMHEADTAIHZL, HBIOWT| 7% 2179 LEND L. TG
T LTWw2EEE, MEERRPLEREOKGOWE | ZMHFEICIT) &) IWKIEL, @ik ->T
A EAL L 2 & ) IEERE T 2 0855 5. F5IC, R T OV IER T,
WLIEHIZ SpO, E=4 ) ¥ VR ZET 5. [EVRZO DM BEF IS 508 TIZB W T,
FRZIHBEN DR G DTANH L THEE LAY S ES 7 217\, B 7RO &3 LEIE
CCAT) BEDRD 5.

IR DA DS L 72 5 B LT, SRR PRI T I8 5 2 e 02 E L
WA, BB SN EICE, TR T VORENRLLRWI I ARA N T2 TLI VB L
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I. 8%

CIEAF ¥ Y FAAMEREE L LTHAT 2 2 LA L. BHEOAEIRS OAEDY,
DENE=Y —DPREERDIGEVH L.

1) B W, YA a7 4 —OBRBY BT HEEHARRE. [ 2007; 61: 781-785
MR SCHREL © Cochrane : 14, PubMed : 61, PEHEE : 83

FRARSCHREL © Cochrane : 0, PubMed : 4, [EHGE :
PEUURER W1l 0 BBIE 1
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10. PX1BIRES




I. 8%

Background Question 10-1 10. PikgizfeE
iR EEORHIEED L D EEDD

O RHREEICEET 2 EINBERELTEL HIFSNBEDICIE, OREHEE
f&Z= (cognitive impairment), @5 D (depression), @BHDBEDESR

g (excessive daytime sleepiness : EDS), @ZEHE (fatigue) »d 3.
e QLT EH, PIRMFEEHSEEL TLVBDEDE L THETHEEEREE, EikFERE
ELREDBITEONS.
y,
a2 86

FIREYEY A b7 4 — 3RV BNSNLEETH Y, ARG 2 Bk E 2 1T
W& 723 2 &G O HREWR RS H 5. £/, FRAMERRE OO ITETHENDR
17 - MEFHIC SRR &2 Z 72 3IEBIAFAE S 5. ANEIC BT 2 BRI E OIFAEZ EHRA & v 7 23
BikT B 2 LW, BENOWNIEEZALSEEZEBLORBEAND T 7 2B L, S HIZERR L
DX 2 AV AT ) RN S 5 OT, WREZ R D LM %5l & 2 icio
T TEHEENVTHUEND L. TODIZIE, EO LX) LB AR EIEZ 259 % H-> T
BLZEPHHE-RDN, DINICTREZR ) S 2. &b, BHIEN QR IIT R 205 0 it
BDIDIZ, EBEIDDA 7)) Tz Y APECEIG Z A 2 TL E ) WiglE b &BICE
ARETHD "

- IESYR

AR E D BAARADPRIRE LTHR DL 2 3%, EHRRIMASZ DL Z 5> T
BMELTRLOTHIT L2 ZEDIT) L. EREZBHRELICS W EPRREDORRE W
2, RRZFREOTHTIENIED ) L DLW EYRDH L. O Rz BRI AR L O
BT 5 ENEETHY), BFOBAFH L MBP TSN LMEEZEZEZTE 2 LIE, Xk
ROMEIBVTERDY D 2. €2 THEMS N TV ZIHEIZOWTUFIZER T

Jls, WETZz 4 D OREUS TN TE (RS B DDV TR,

ToNY —OBEEIZE <, WIFTIZ395% & T A MEDNH L. AFITBIT S 59 FlOFHATIE
1SD (standard deviation) % # 2. % #&H359%, 2SD %z % RHEH 22% IR I Tw5 2
Y R ST H IO W TR 2 b Db H 5087, KFIZBIT 2 ZHBIOMEITIE 1SD %=
B2 % HH730%, 2SD MR HEEA13% L ENTVE . N=VF )71 O e LTl
HEMY AHE (avoidant personality) 5%\ & SN 575, MM, B X OZHYIEME A (obses-
sive-compulsive, and passive-aggressive personality) b i ST 5. & ZITHIGITE ST LI
MFAND T I PR LEL T D L) RIFFITROGKEMERZ RS 52 05 5.
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10. PR#BREES

1. SRFEBEREZE (cognitive impairment)

40 i X V122 EBI NS % B A7 T F ) Y AIZBWT, TXTH cognitive domain 12T if
LRDOREORENDHDEENTWDS Y 7272510, Z O TR ISR #C AR 1S
FORELRENDHDH L, HOHEICT A AL YRGB E FOIESEIAAET 5
CEEBETHLDOTREZVELBRRLENTWS. HARIZBIT S5 D LEBIOBEHETIZ,
THEEARRE - VRS0 - TR - U O T AMFICH LD 2S, BZBMERANCRE 2 2T 5
BbHsHEENTND 2

2. 5D (depression)

W TOBIEIL 32%H S \VIE50% % LI Twnab. KIRIZBIT S 60 HlTOIHATI,
1SD #i#B 2 % W AS47%, 2SD #iB 2 HREN 23% & I NTn5b 2

) DODORREIT IR NC EAL L, KIDmidEN & SN IRKSL W I BIE L 721/
FLEHICHADYERA A — VR YRR L2 2 2 TICERENL L, AT L) 5
TAATHRENEEIN5S.

3. BHhDOEBEKIES (excessive daytime sleepiness : EDS)

N OHETOHEIL, 33.1%0°5 80% 7 & & k4 720350\, 59 BlZ BT 5 RIETOMET
\Z, Epworth Sleepiness Scale (ESS) %%31% T 1SD %z, 5% T 2SD %z % L iftiE ST
%% BBEICRRL L@EETIIRS WL ) RWFTE ¥ 4 3 2 7 CHEIRICHRS 2 L A7k  Big
ENDHEEINTVEY EDSZD{DIE [H 2] RERKENAMIAETHHEI D ) 5720, FFHEE
REDF v 7R VA NVAL Y 7 AREEREOFREIRDMERILETH L VA, REDMKIZINS
P THHT 201N EETHL " L XIZHETFHLEF—1N—TF v T 5% EXBILECEED
HYHBHOT, #MYRMBE ESSiHliZTV, BEIIELTRIY VL 7T 7 4 —% &G0z
kAR, BEIROFMIRANOHE DR T RETH5H (BQ7-1, FQ7-2 bZMDZ L).

4. ZEFME (fatigue)

WAL CTOBPEIIRI 50% 55 90.8% 7% Lt SN TWA, KFRIZBIT 5 59 Bl TOMETIL,
46% T 1SD ##Z, 15%T2SD #H2 T/ ? iR T &S5 &35 MEIEED Y,
IODIREZFETIEDPW N E ICHEFELBEWVICEELE) 2 EPHREENTVWEDT, 9
D HHOMEDIRE - ZWEFERBHEVICEHE LG > TWAIREEICEE T RETH S

D& MR EOREAIEM IS &, 2L 21, BEFESHROREEZ I TIE
%, IEEERIEREED B BB L TV iwnd, ZORELELT) DIRBIZAZDLDT
BWwh, EvoZZBEI bR, L) IWr T bR D 5. T2, B
% ETOBWE R IRFIK 3 5 H RO MG 2R LEE LIRSS, HREWZHRZZFFOOT
7 &, ARKAARRE E OAAAE 2 BRI IS BE Y, LEICIR UCRMI L, bR AIZD % T
CZENEHETHA.

7B, WMEREEIZOWTIE, LEMBIZ EORNERIEHRET-TH S LT 5MEDNRD LA,
ED L) R EF o TWAY, EDOL) L HIEH LTFHREREITo T RENIID
WTOERERTORFHIZI NSO TH S, T2, PRI O W TIRERNC X 5 Hi
YAZ ZEBICEDLLENRHLD, a0 APERLNTEST, SHOKRE LE
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3)

4)
5)
6)
7)

8)

WRERCHREL - Cochrane : 9, PubMed : 366, EH

Ashizawa T, Gagnon C, Groh W], et al. Consensus-based care recommendations for adults with myotonic
dystrophy type 1. Neurol Clin Pract 2018; 8: 1-14

Fujino H, Shingaki H, Suwazono S, et al. Cognitive impairment and quality of life in patients with
myotonic dystrophy type 1. Muscle Nerve 2018; 57: 742-748

Ekstrom AB, Hakends-Plate L, Samuelsson L, et al. Autism spectrum conditions in myotonic dystrophy
type 1: a study on 57 individuals with congenital and childhood forms. Am ] Med Genet B Neuropsychiatr
Genet 2008; 147B: 918-926

Okkersen K, Buskes M, Groenewoud ], et al. The cognitive profile of myotonic dystrophy type 1: A sys-
tematic review and meta-analysis. Cortex 2017; 95: 143-155

Meola G, Sansone V, Perani D, et al. Executive dysfunction and avoidant personality trait in myotonic dys-
trophy type 1 (DM-1) and in proximal myotonic myopathy (PROMM/DM-2). Neuromuscul Disord 2003;
13: 813-821

Ashizawa T. Myotonic dystrophy as a brain disorder. Arch Neurol 1998; 55: 291-293

Phillips MF, Steer HM, Soldan JR, et al. Daytime somnolence in myotonic dystrophy. ] Neurol 1999; 246:
275-282

Laberge L, Dauvilliers Y, Bégin P, et al. Fatigue and daytime sleepiness in patients with myotonic dystro-
phy type 1: to lump or split? Neuromuscul Disord 2009; 19: 397-402

- 108

FRARSCHREL - Cochrane : 0, PubMed : 232, [EHE: 1
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10. DPIRPIRFEE
Background Question 10-2 10. ifHiREE
R EEO A EICIEED LS LEDOH H DD

@3558 MRI - PET - Rfii> > F 757 1 —EV D EEIFIRE, EREEFIRE,

g IR DIEFARE, BEBHICEKD QOL - PRO (patient reported outcome)
s i xEERASHE TEMET 5.
y,
B= - 868

HiIE (BQ 10-1) TiiR7z & 512, MRl YEY X M1 7 4 — (DM) ORI E, FRICRRHRE
REBEEII LR C, IEFEICEHEiS 2 2 L I3ES TIEHWAS, X IEMARHED L ) v 7ICH#
UK. Z0E) BEENIS, BUERASLNTVE HEGwIIOWTHH TS, 2B, Thbid
—R—HE»RDH Y, OEOoORATHIAMREREDMZMRES L2 LTSS, Hikmildo
THRERRREZ B LB AL 2w, LTICENZhoFERICE o TED L) R
ORI NT VDL ZBRRTN L

fRER - TEFTYR

1. EiRiRE

a) ¥R&6 MR

B E OO K B B i & MIBHEERF ICHT T O FVE B X OB ECH I T FVEIZ 3B\ T T2 5l {5 <
FLAIR (fluid attenuated inversion recovery) B D15 5 B HE 2 HIRE S N T 5 Y MRI -
SPECT & i LB A IEHli & B L CTG V) ¥ — PATL DR L T 513 & MRI TOMEHET
DIERTREDIRNZ & ZBRIMED D S 2 %P, MRIBHRICOWCTERE FREZE L IH
e % P 9 G R IR B IRE (CADASIL) & OB % i U 7= 35 258 5 d 5.

b) PET $ L UBiMAES > F Y 7 7 + — SPECT

A BB IEER T OB T ARG SN T3 2 JiEHERd X OUHTHR I COERILT &
RAEREIRT L OB EZ WME L72b Db H 5 V25, M LHEFIHER & OMBIIELT LY 9 £<
zoHNTWHEW2

2. EREEFIIRE
i R REFE AL (FRPIEELL) 12DV, BIZEL NV TIIE TOWED D 575, HEBHET
fibhadZ Eiddiw.

3. HRDERIRE
BQ 10-1 Tk R7z & 9 IR B O ZRAFEILSEfR BRI X » CTERWICER T, B RE
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I. 8%

F=IDAAEL TV B, YATFYT 4 v 27 LEa—k LT Okkersen 5DMGHDH Y 9, the
Rey-Osterrieth Complex Figure (ROCF), Wechsler Digit Symbol Coding, the Raven Progres-
sive Matrices (RPM) & > 72HA%E T DM BE ORRAIRRER E 2 RINTE 2 L LTwa. 7272,
SIS OBIIEBORBAERDY 77N — T2 EATVRLDT, FKIZEDH 77— 79
BEEINTVL2ZHMET LI LIETELRVE LTV,

{54} T 1X Outcome Measures in Myotonic Dystrophy (OMMYD) working group © % DM
CNS taskforce ” 12 & ) ik #ED H i, fELLHAMAEE L LTHE ST AMEE L LT
Stroop colour and word test, Wechsler adult intelligence scale-revised (WAIS-R) |28 LT
% Block design subtest, CFiilaEiRE FAS (letter verbal fluency), Trail Making Test A 3 &
OB HITFOENTVS. TAH25 /YO R X )T, MiROHENHREDAZESTY, £
DN TOEDDRITE X o TAREDMFE LB AR RE OF N T2 M L CRrHli§ 2 2 &1
T&Rw. B, EOXIRAZ) ==V 72Tl RE IOV TED X ) ZfllAGHE
HEIO SN LI T HENTO I v & 2% 213 2019 45 4 HRERTHAEE S, il % OREFIIZE
WTHEDH 0 512 & 0 @ ARG 2 BN 5 N E D 5 EDIRHIZL LT o TwAE Y )
DIZOWTIE, NIV b V) ORRAERE 9. Patient Health Questionnaire-9 23 51T
%.

4. BEBEHICELS QOL - PRO ¥

QOL Dillsgd: & L Tl Bt 2 x4 & L7z INQoL (the individualized neuromuscu-
lar quality of life) 23k < VSN TW B " AJEIZHHME L 72 PRO & LT MDHI (myotonic dys-
trophy health index) 25#t# SN TH Y ¥, validation % ¥ F 7z H ARG MDHI-] 23EK &
TWw2 5 HHOBEDRKIZOWTIE, Epworth Sleepiness Scale 23 H v 5 M. By 571k
|22\ Tl Fatigue Impact Scale  %°, Multidimensional Fatigue Inventory ' A3 5 11T
5. TV =IZOWTRT V=27 = VO HPHWHLR TV,

N ot

1) Okkersen K, Monckton DG, Le N, et al. Brain imaging in myotonic dystrophy type 1: A systematic review.
Neurology 2017; 89: 960-969

2) Romeo V, Pegoraro E, Ferrati C, et al. Brain involvement in myotonic dystrophies: neuroimaging and neu-
ropsychological comparative study in DM1 and DMZ2. ] Neurol 2010; 257: 1246-1255

3) Weber YG, Roebling R, Kassubek J, et al. Comparative analysis of brain structure, metabolism, and cogni-
tion in myotonic dystrophy 1 and 2. Neurology 2010; 74: 1108-1117

4) Meola G, Sansone V, Perani D, et al. Executive dysfunction and avoidant personality trait in myotonic dys-
trophy type 1 (DM-1) and in proximal myotonic myopathy (PROMM/DM-2). Neuromuscul Disord 2003;
13: 813-821

5) Okkersen K, Buskes M, Groenewoud J, et al. The cognitive profile of myotonic dystrophy type 1: A sys-
tematic review and meta-analysis. Cortex 2017B; 95: 143-155

6) Gagnon C, Meola G, Hébert L], et al. Report of the second Outcome Measures in Myotonic Dystrophy type
1 (OMMYD-2) international workshop San Sebastian, Spain, October 16, 2013. Neuromuscul Disord 2015;
25: 603-616

7) Bosco G, Diamanti S, Meola G; DM-CNS Group. Workshop Report: consensus on biomarkers of cerebral
involvement in myotonic dystrophy, 2-3 December 2014, Milan, Italy. Neuromuscul Disord 2015; 25: 813
823
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Background Question 10-3 10. DifbRRE
X EEZE (SN U CARIGN AL ZEED 5D

OIETVALANILDENNAFTEREIEATOANY, BEERSZLLZE,
ZORRE L THEREEL EADHBOENCEVERTFRICHELS>DZLER
(@] BICEL BENHS.
= ORST - BEHFMICOVTIE, BHTHFEPYU/NEY T—> 3 > &2 SDIBIEVHE
BICLANALERTBZETEY LV PHBETEZARRSHY, ZDES
EERERERS THEEITRUENHS

B= - B0

BQ10-1 BL U BQ10-2 THikR7z%3, FARARERE E I Z MR ORI 222 KITL, HE
JERDZ L EDROERI L TIA TV ACHEEL, A TPRICEEL RIZTHETHL L
A INLERETHD. Lo T, PRRARREEICHAE L7 7T ONE - EhaosBa - K
- RHEA S Y T RERDOFRETORA S L 2 RBHICHELRETH L. LrLeRSENTE
T YAV FEOREN SN AT BRIV VDR BFETH L. TNThH, WONBEL
FTAREXADVPHE SN TVE, UTIKZFOL) RikAE GO THNT S, L BIEFEEROLE
LIZDWTId BQ4-1 7% ERIEER D B S iz,

W8 - TEFYR
ARAERE T IO W TOHERRAATERIMHELSI N T Zw, EYH AL LT, )220
TIREFL O 1 ik T 16 FEFICA 37T I Y &2HG LA IV ) DFaHili R EEAH I
DL T2HEDRDHL Y IREUZOWT, BHATEAF VT 227 — F3ERE T2 &€
T4 ZVHERET BHEDEE D 5 (BQ4-1 ZH). B ot LT, @Y 2 DRE
B INEN T =7 3 v 2 HOIZRAITERE 21T ) RN AR TR S Ts D *7,
—EDRIRN D B L DWENDH L Y MRS - BT OV TG T D 5128 IS A Aifil
Do LML SEICEIRETHL Y. HESMORTLREITHLTaIa=T 128005
WA X 27— 2 ERZHOLMEDH 5.

AHTEIET AL LT E Lo WiEIRVs, WBINIBIT 5 FiloRizEARL &,
FRCIRA - BIEITTEIC DWW T, BARTERER ) NE ) 77— 3 ¥ 2 &GO 72IHA IR X
BIABERTHIET, LD IWTrT7HPMETELWRENDHL EEZOND. KEDHEST
I U728 %2 7 4 3 ¥ 7 TR 2 4 ) % LAT o THIRE#Z 7 v 77— F LI T
BNz, ERRENPESFTICHEL TSI ESFMTHA ).
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®
3

Background Question 11-1 11, sz

ssEM > A FO7 « —BAICHIT SRR A IV ——
U1, EDESICTINED

%E

OFEFRFBDZHNE, ZERIFMAEE HbA1c, 758 7 KU#EER:ER (oral glucose
tolerance test : OGTT) 2 BFEEDHARDHEICE>THEEND. ZDD5, ZF
ERFIAEX® HbA1c IIFEMREZ THERINTHY, RIK, F 1 ELL EOETHE
FLOL.

O@OGTT ICDWT, —MMICIE, FERROEEL, BERE, ZEEBOESEESE
(100~109mg/dL), HbA1c 5.6%L EDFZEX, WHEPEEEEDOHRE, =R
BEENSEELAZICHLT, BENICOGTT OR{TARFTHIEINTIS. FHRE
HIAMOT7 4 —BHBICHEVTE, ZhiCiAT, ZiREFMmiES 90 mg/dL LI ED
26, OGTT 217D DHEE L L.

ORNA REICHES A VA VEREPHAZERI DS, BELILRTERI A Y
MEPREOSMEZ ORI, s >R VEEPREMEBEEHEZICLT,
OGTT DiEfT2ZRY 5.

BR- B8

BERIROZWE, BRI OFEIC L > Th S, BEARRICIZ 2R, HbAlc,
75gOGTT 2 REMEDM A G DEIZ L o T IND. — I, BIRFORE, BERA, 22
IS IR 25 [ IE% il (100~109mg/dL) J, HbAlc 5.6%PL E o =2, M, B R{SLHFHE D B,
KIEREAWIE 22 BEITIE, FBWIC OGTT ORifT A a4 4 L ShTwd ® —J, MmEk
YArT 74— (DM) &, BERBOWHRGEOLHIT, [ZOMOFEDET, HEIZLSD
O] OOEDIZHIFLNTEY ), BIRFBIE) R 7 DFHVEBEDODEDTH 5.

R - TEFTVR

ZefEIRE A DS [IER ] 72 b 012 OGTT ZMMIICAT ) I E LTI, ZoBERD 25~
40%75, BERIH 2 VIIHERFICRT AL V) F—=shH 5N —J, B 5IE DM EHT
1, —REE AT, ZEERFMESFARE TY, 75gOGTT 2 FEffE2%H <, 90~109mg/dL @ &
FZCIRBERAE L OBRBENZRTEOESIZ 0% ICBIREHMELTHEL 2O ERD,
DM EHEIZBW T, ZZEIEIHEAY 90mg/dL PLED b D12d, OGTT % FMHIIZAT 9 O K
WEEZOND. 72, REOMPMAH B OB E LT, 420 YPitk, o0&
BB LOEHRDA VA VR G, FOSHERIELSSH 2. Zhdo7—5 b EE L CHIRE
DAZ) == T wFEiT 5.
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D Ml % WHPE WAKEZFI. R - RHGHIRE CIT 5 BITRE R & B S — 2 IR

EDERFIBICEIT 20X 5. BERIE 2008; 51: 281-283
2) Matsumura T, Iwahashi H, Funahashi T, et al. A Cross-Sectional Study for Glucose Intolerance of Myoton-

ic Dystrophy. ] Neurol Sci 2009; 276: 60-65

N sicLEDZRER
a) HABERIEFS (6 - 3). BERWZETL FI4 >~ 2016, MilsE, Hu(, 2016
MR SCHREL © Cochrane : 5, PubMed : 197, PEHGE @ 94

FRARSCHREL - Cochrane : 0, PubMed : 1, EEHGE 0
R ENEIN Y Ky —F Tl 72,
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"
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I. &®
Foreground Question 11-2 11, KipsE

prsmEtE> 2 bO7 «+ —SHREKREZOMmMEE > b
O—-IVHIRIEESHEINED

OFHBEMRDA MOT r —AHERFEBRETH, SHETFHD/HICIERR HbA1c
& 7%XRinaBIEINETHS. LI, MERETIE, OEEE, EFERE,
RAEEEEREOHRELPT VD, TNODEEZERL, EMFEZEELD
D, mEIX FO—IBREERRICKRETS (HEIL—KF 1, TETVALAL
B).

PR

B= - B0
— I, BERIREZOmMME 2~ b o —)V HEIE, WHEABR Y IEF 2 AHIREZ HisFR& L
ENTEY, B2 0RIFAMED v e —VIZENFHAUET L. L Ledss, I
Y ba— VAR BEICBWT, BET X MBS E B8 L2, B R IR RO
MELDOY A2 % LA SELENDD D, FRTEEHERAE T, PHERER ADL IS LT,
HbAlc ® HEMHIZEOICHRETNEE END 2

R - TEFTVR
WRIEYE Y A b1 7 4 =T, DR, IR, AR R PR L
Do T, AEAPE LR TIE, 29 LAfRRBomREe 2 ML, IR & 2 HiEs
AEENREEFENC X B ZRIRIED ) A 7 %3l T 572012, 1A >~ o —)V HEEE HbAlLc T 6%~
8.5% KMOMWM TRIKICHET & THDLERD.

N szICLEDRER
a) HARBERIE S (- ). BERWZHRATA I 4 >~ 2016, MiLE, Hut, 2016
R SCHREL © Cochrane © 2, PubMed : 129, PEHiE © 84

PRIRSCHREL - Cochrane : 0, PubMed : 0, BEHGE 0
UL W12 W0 BMBIE 1
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1. REE=E
Foreground Question 11-3 11, KipsE

sdiEtE> 2 O 7« —SHERIRERICED L S EF
Al @RI 500 & LD

ORFEREVESREZ 2~3 »ARIT-TH, BIRETSMEDY FO-ILHEFES
NBRVBEICIE, 1A ERERERFEF THRIET 7 RE (X PRILIY)
RFTIIVDVEEFT)EIY) BIRLTHIRT S (HEIL—K1, TEF

ﬁ S ALANILB).

OLEEFTIY PO—IVE#ELIBRICIE, 1R D3MBERTR], FERIT - B

MERETREER, SICIEA AV HHAL TMEERZTD (HEJL—F1, T

EF>ALANILB).
4
W=
— i DOREIRIERE T, ARE, EEEE 2~3 » i ToTh, BELTAMbE Y b
O— VSN2 WA, MBEETEOENE 2 5. T, BEDOA R Viribaik

TRA YA ViR EORBIZIS U RIS N T D 2

W - TEFYR

SRIETEY A b7 4 — (DM) B O R ICB 1T 5 EEFEL A > 2 ) VIRPIET
HHVIExEZDE, CTTHA FEELEF TV Vv ESERSNL, FEEE, 29 Lc#E
HIBHERTHD LI EDRDH L 7 L LAaAS, ThoDH7ZTTidar ba— )V HE
e, MOERTE 263 2 MBERETRLIHT L. 4 ¥ 2 R385 0 2 0 Tid
DPP-4 [ # (di-peptidyl peptidase IV inhibitor) % GLP-1 % & & /EE) 4 (glucagon-like pep-
tide 1 receptor agonist) %, 72HENIN - PEMFIERIEHI O % TId a-7 v a v 57— LRIESE
A, HBWZEIMEHTE 5 %2 55, SUHE (sulfonylurea) R —&d 7)) = F3ECi3 i
W) 273 EA-L, SGLT2 FHE# (sodium-glucose co-transporter 2 inhibitor) Tid 7 1) —
BRIZE DT VA VFEROLRDS D L. TS OMAER TR TIZaT > b o—vpsmE s i,
A YA YBEASLE L %%, DM TIRAEZRSIAEC, SR Z 2723560525720,
ENSDHEEDBRZ ONIHEBITIE, a-Z7NVay ¥y —EHEROMT D ZET 5.

N ot

1) Abe H, Mita T, Kudo K, et al. Dramatic improvement of blood glucose control after pioglitazone treatment
in poorly controlled over-weight diabetic patients with myotonic dystrophy. Endocr J 2009; 56: 911-913
2) WARMLZ, K& %, BEREJIIA. Pioglitazone RUIBSGIZ & A MiRiEVEY X b1 7 4 — OFERFGHE.
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6)

7)

WA A7 2005; 45: 287-292

Kouki T, Takasu N, Nakachi A, et al. Low-dose metformin improves hyperglycaemia related to myotonic
dystrophy. Diabet Med 2005; 22: 346-347

FIERRAL S, MERUIL, /IRE 132>, Pioglitazone I X D A ¥ A ) Y &2 WA L 2 720G &
DA R Y A b 27 4 — o 2 EF. BRI 2000; 52: 235-238

AR, IR, MAmEE,. HRREYZ 74— Y2 MRFECHT A EL ) 5
v OARNE—IEN B 3 BB AHET. Diabetes Journal: HiJR9 & £ 2003; 31: 92-96

SARERE. [HERF 2 G 0F9 5 Rk 2 AT ER ] FiREYE Y 2 ba 7 1 — (FEREY 2 b
07 4 —). HER 2015; 58: 532-534

Read JA, Bearfield P, Agarwal. Glycaemic control in critically ill patients with myotonic dystrophy. Anaes-
thesia 2008; 63: 444

N sicLEDREH

a)

HABE R -2 (i - 35). BEROWRBHEAT A N7 4 > 2016, HVLE, HuL, 2016

MR SCHREL © Cochrane : 1, PubMed : 180, EEHE : 99
PRIRSCHREL - Cochrane : 0, PubMed : 3, BEHGE 4
EER LI N Y K —FT@mL 7.

RO W12 M0 BMEIE 1
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1. REEE

Foreground Question 11-4 11, e

AssEt > 2 bO 7 « —SHIEERBECH L CED X
IS T DD & LD

OFHBEMRDAMOT ¢ —IELZBEERBEARICEAT S IET >V AZRWLY,
EEHEREDLOEBFEDEHLHNZ <, REREPEEFEEBOLERED
LELVORIL—KF2, TEFTVALANLC).

HE OFEMFEEICEL T, EHHBBEOHEZIHBICEVT, A 6 » ABIZEHEIR
ﬁ PmiE CK EDF 1y /R E, BELFBRBEIVETHS (HEEIL—F1, TE
FALNILB).
OSHMEBCEREREGICH TBERICIIFISERZIL, RARFURET1T 55—
FNROGIAILETS (HEIL—K 1, TEFT AL B).
.
-l =]}

ASRIETEY A b7 4 — (DM) IZB Wi, WEEIRDE, b ERR e B 52 & IR E
HREDPBRRIN TV LD, T L T oIS I v, — Bl 2 I E R RE O W iH
TIE, BRUHRLE 22 &2 R8T 2 TREMED D 0, HiETH 5 DM OFWHHTIE, L
G L BRPLETH D,

W - TEFYR

DM (2B} 2 IREEFICE LT3, 12 L A7 2 —)L Tk HDL (high density lipoprotein)
fEDL T % LDL (low density lipoprotein) ffi + VLDL (very low density lipoprotein) fE® .5,
Mh L7 F D EA G EHHE SR TW 27, % oIl LT 2 o b i PRI
o EHTH 2 ) 2015 4ED Vujnic H12 & % DM B 66 Flokat © <i&, M PEiRpifEo
EF2367%, M HDL 2 L 2 70— )VEDO T A3 35% IZ380 b Twiz. 72, DM 2B
B IERENIR I OB R WA RERE T & OBIENE ¥ IR ST b, DM IZBIT 2TV a— ik
Witk RF# - (non-alcoholic fatty liver disease : NAFLD) O Hf& £ TldZe {, NAFLD &k
DM FITIZA A1) YHBUEAER L T b L oY bdH b, DMICHPELZIET Vv a— ik
%€ (non-alcoholic steato-hepatitis : NASH) Bl b #ii5 S THH °7) DM IZBIT 584G
PHEDQ LD L LT, HERFEICH I RERZII RS LEILONS.

DM (ZHFHE L 72 R R EIE R ICE T 2 T 87 2 232w, TRERE ZEIREEIL O 5 5
ZEMNTFESINTBY, BRAMAZITINETHLEEZONL. LAL, DMAETI,
HEEYHRAE IR E O 7o O MEFE DO TSN R BIH L . —T7, SEAMBIFEOEFREILY
RERFEOUEZHOI LT HHE Y RBRE - MADYEL I NE ) T— T 3 VI X 5HH) 23
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I. 8%

W AS D THRBE LS Y ), Rk Eomhrmoniug, SRR
BHELEOEDEELRNALLRD ) 5.

EYBRICBE L CIE, A5 F R 74 77— bR, =aF VR Y, £ < OPRRIIE
DS, MR RUIE TS, KT 2 EoMmERLZBIER L LTl &R TRz A LT
WL END, FRETHS DM ICHTAMHHICEL UEESLETH S, H@E, AyF v
R X BRI, S KB EORE I AR IEICAE LS 2 0% < (5%), 34+
INF—H T HBEED 1%, B AIFIE 1S\ 72 BV & SR Tw 528 (0.01%) 0, &
g RS & kR, DM TSRO DH B ) 27 OEGEE 2 L LT, EEREAREEBIRE
TORETHD. AFTF)VARLBIFBAYF U ROBRERIL, HIMEDTER L » AlCH
D, 85%DBIN6 » AUNICHEIRZET AL INTWDEI 05 0 EAKG6 » HRIIAER
OF MR CK A HEHDOF = v 7 R 27w, BERIBEBEALLENH L. T2,
AREFVFRET 4T T — FROPERNC & 0 BT RUEE O F8NEAS 3~5 FFIZIINT % L wvbihT
BOYW 2B EAL % A ) RGO RURIE SRR T AW IC O TR ST 5. i
FEZ L B AR ERMEE L2 LS N 5E 2T, WEOIRHIEEITLAIRETHS.
X512, EE, A FUROBHICLABOTE LR HOREROWTESEZ SN TW5H R
5 F VSR H CRENE I A ST — ORI SN TB Y, Ay F U REAKTY 3
ELTELLEANPILICE > THHEDOAR S N WHHAEIR P 121%, AEOTREM: 2 £1E 3 5

H’Eé%ﬁﬁr‘(:ﬁﬁmér&%@;zaﬁ]
FREEE I 2 HYEROBIE, EERVERERSCREMEOF = v 7 W ETH 5.

N ot

1) Moorjani S, Gaudet D, Laberge C, et al. Hypertriglyceridemia and lower LDL cholesterol concentration in
relation to apolipoprotein E phenotypes in myotonic dystrophy. Can J Neurol Sci 1989; 16: 129-133
2) Rakocevic Stojanovic V, Peric S, Lavrnic D, et al. Leptin and the metabolic syndrome in patients with
myotonic dystrophy type 1. Acta Neurol Scand 2010; 121: 94-68
3)  Vujnic M, Peric S, Popovic S, et al. Metabolic syndrome in patients with myotonic dystrophy type 1. Mus-
cle Nerve 2015; 52: 273-277
4) BpIGE]F, EIF—HE, % . Myotonic dystrophy MyD) 12 81F % WEEARN. BRIRMIES: 1992; 32: 521
523
5) Shieh K, Gilchrist JM, Promrat K. Frequency and predictors of nonalcoholic fatty liver disease in myotonic
dystrophy. Muscle Nerve 2010; 41: 197-201
6) Bhardwaj RR, Duchini A. Non-alcoholic steatohepatitis in myotonic dystrophy: DMPK gene mutation,
insulin resistance and development of steatohepatitis. Case Rep Gastroenterol 2010; 4: 100-103
7)) AUIASE WA, mAEERIES. BRI Y A o7 =T v a = WIRIRIIEIF S X B & D
N WFREZEHE & A F L 72AERa i 0 161, H A LA 2R 2013; 110: 1633-1639
&) JEEAL, IWIFAEDE, Ridi e, A R SRR Y 2 b o 7 o4 —EBEORBRIEORE—E & H K
BRI R % Bk T, RSP R - MEREIIE RG] Y X b7 4 —BFO T TV X7 AT A
A EIWETE Ak 11~13 4R FEWFJE IS, 2002: p.399-400
9 R Bk SEHFEWA, B MBIEA. HEEYEY A 17 0 — OBIRIIEICK 5 A TEWREOR
. HrEE LR 2004; 53: 156-162
10) Jacobson TA. Toward "pain-free” statin prescribing: clinical algorithm for diagnosis and management of
myalgia. Mayor Clin Proc 2008; 83: 687-700
11) Chang CH, Kusama M, Ono S, et al. Assessment of statin-associated muscle toxicity in Japan: a cohort
study conducted using claims database and laboratory information. BMJ Open 2013; 3: e002040. Doi: 10.
1136 /bmjopen-2012-002040
12) Ahmad Z. Statin intolerance. Am J Cardiol 2014; 113: 1765-1771
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13) Mohassel P, Andrew LM. The spectrum of statin myopathy. Curr Opin Rheumatol 2013; 25: 747-752

14) Enger C, Gately R, Ming EE, et al. Pharmacoepidemiology safety study of fibrate and statin concomitant
therapy. Am J Cardiol 2010; 106: 1594-1601
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12. ZDMSHIEE




I.

iR

Background Question 12-1 12. ¥ObAHHE
BEaSHOHEEILEDL LD

OEBMEEEORERII—MAODK 21ETH 5.

(O] OETMREBICEBETIZI—MAOLY 2.5 F50).
® ORMEZETIE, FEMmiE NREE REBAKLELLEREFSZVERESNTVS.
OEHHLIERZBDRZHERTHS.
4
BR- 88

FREE Y A b a7 4 — (DM) &, W& BHE R O EPHED S W 72050 U L vk,
Fi GbETRAD L KT 2 L A% v, IELWIEERGEEICE D, WmZ oxs
2RO L EVRYTH .

R - TETVR

6 DD IR — MIFRIZBWT, EWESZ AT 28X 54~127% Th - 72 0 BHE{bhE
It (standardized incident ratio : SIR) 1% 1.81~2.0 TH -7z > L% o728 HMED
LIS WEII e o7t T DL H 5 Y BSOS E LIEEIE T, AEHIE
(BRI, Wi M) 12725 o 7228 CTG ) ¥— ME o BIELE & CTlaw 257

R X BT ALD 25 5% < 0 KD 10~11% % Kb % >0,

#7+® consensus based care recommendation 'V Tld, BRSOV TEMIICEE LEHZIC
DHETHI L, —BINLEMRZ 2 BFIM T 52 &, 2 PiCmiER, BT - 5
WA, FARBROEIRICHER L Caili LD W B 2 BB T4 2 L 2R L T 5.

INSOHMBETENOLDOTHY, KPP TOHREIIL R,

1. KEES

B I TEVEIE S O A DFIEE 1X 0.4~5.9% T 246128 RO L0 TROEN-72. AT
VAWICBU LB RAMED SIR 13 245 T, 95%EHEX ] (confidence interval : CI) i 1.31~
458 TH o7z, EHROEOREIRE TH 25 RIPEIHOHD — L KL TEZvwLHEIh
T3 B0 —f LRI DML IZBWT S, HGBE TR HBET T2 57 4 TR EESE DY
A7 0L, WESLETH .

RIS Cl3akfb EEEO G A% <, I 18% DEEICE DL b Twnb 9

2. Kz
KDDL 0.6~25% TH o720 FRRDPLOHETH ), KFL Y LA T
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12. X DMEHHE

MDD B, A¥TFHY T ATIE, SIR2.2, 95%CI1.39~349 TdH o7z

3. wBARIES

LN BT Bl AFHENEIES; O DB L 1B 2% 0.6~2.3%, JIEIEAT 0.6~1.4% T >,
AZTFY) Y ATIETFEMEASIR 748, 95%CI 4.72~11.53, JNEIE A3 SIR 5.56, 95%CI 2.99~
1032 TW, —fx & B L Th% ) HEDSE > o 72.

RIS O SO, @/ OGS TIEFEEIX 8.2~37.6%, JIRENMIL 4.7%" Th o 7.
AIEOEETIE, FEAEA60%, JHEBEEAS 13.3% ™ I2H 5N 7.

4. FEERSE - RIALAREE

BB BERFEOAPHREX 0.1~14%>49 T, x % 7F1) ¥ 2IZBIF 5 SIR 1& 5.95,
95%CI 1% 2.34~15.12 TH - 7= ¥, [V O AP L 0.3~5.6%, SIR 1% 0.46~2.21 %49 ¢
AT F) Aoz

5. MifEE
VRS O AL 0.3~1.3% ThH o7z 34019 X5 7F ) Y AR, Lo SR &
1.54~9.8 EHHFIZ X D @V ATK E W 340 BRIl A 4R 80% Tk b % 2o 72 V.
FPEIESE O DX 0.4% T, MERZLRI OB ISR TH 5 1)

6. FRERES

FURIRCEE RS O & ORI 0.2~1.7% T 407, X5 74 1) ¥ A TIE SIR852, 95%CI 3.62
~20.06 ThH o7z

HURBR ISR B D H 5 B d, BWEE O G IHEEN R o 2 L OWMEDDH 5 *.

[EI1&ZGRICBWVDEBDEESR
BHEL DA RBIZOWTH AFHENKEVWEEDLNL), HAATOF—%13Z1LL, &
% ® Research Question & &z 5 5.

N ot

1) Abbott D, Johnson NE, Cannon-Albright LA. A population-based survey of risk for cancer in individuals
diagnosed with myotonic dystrophy. Muscle Nerve 2016; 54: 783-785

2) Bianchi ML, Leoncini E, Masciullo M, et al. Increased risk of tumor in DMI is not related to exposure to
common lifestyle risk factors. ] Neurol 2016; 263: 492-498
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12. X DMEHHE

Foreground Question 12-2 12. ¥OtAHHE
IRESHRAEICH 9 /g T AlL QOL &9 51

OIRBMEHEL LT, B, RIZETE, T2, RREPEE, WEXHE, E
REELZEPMONTEY, EHNLIREIZZZ#8HS HEIL—K 1, TETY
ALANJL D).

OBAREICHT BFM, RIKEZREICHT 2 RUREE, ERRESPF NSO TERE

13 Z#HD HEIL—KF1, TEFVALANLD). £7ZL, BREFHEZIERTEIN

i, EEAARISEIEZETS.

OREETE - {RE, ERLEOARED HAHLHFLICIS U TERERFT S (R
Jb—F2, TEFTYALANILD). 72720, REBTEOFMIIAREEORENS
, BEICERZERT 2UEDHS.

- B=|:p
ety A hu 7 40— (DM) iX, ZRLRIREGHEZ &2 225N TW5. FFIHE
125 1) QOL OWEDWREMED D 5 S PHEICOWVTIE, B - RIRIGEYICHERIE®NT 2 & L)
12, IR & iz & 52 KU TH 5.

e - TEFTYR

DM DIREHHE IO TEH Y T, EEADOE LTIE, AN, RETE BBAL, Rk
TR, RBANE, KIRERER EA3H 5 Y BEVPHSP L IEHFIZWI L 5L, Ml
REHEISHEA LW RPN 03D 5. 5EMDBIRT, 3450 2 OREFTHIOKT
BALNIEMEINTBY 3 BN LEZBrEE L. ZEF VAL XVOFEWIRIEAD
T oNLD 57205 HEIZOWTHEOD ZRBHIAIEICOWT, DTICELDs.

1. BRE

70% L EOBHIZALNS, HEOEWEIHETH S % 30~40 iF TEM LI % B 5E
BN 15 5%H 5 HNEED R HNTER b B - 724 62~100% OFEFITFAMIZ L D 11D
WEISH SNz L WE SN TE Y 100 HEAEBICAHH A IR 5. 72720, itk
DOHTPENGE R ANREOMEDZL ™ BIGHREET L2 v L. T2, WP EPHE LS
L CEAME AT O Zinn IMEIT AL 2o 72 L OGS 55 0 FANEEDILOIRE DFHE D
72012, BPEICHEP R LNV L H Y ) 2O THo LRSS EE Bbhs. MK
BEENDH D LGB TTNT 258055, oA, WL - BETHRER &L HIBRK T & %
5729, FMEIEEEZ 29 ZTREITREZLYD 5.

107

SN

FISRObE



2. IR TE

FHAZ L D FEIROYEZEDSF O NI & T HMEDD 2 279 93, MAEGE L EOGIHENH T
DIEFUZA SN TE Y B0 HEIHEIEE ZET 2 LB H L. —HIRLCAXA 7T 9T
R0 7y FIRGE? 7 EOIRER LR BRET S 5.

3. TOfth
PIBEA A SN2 X ) RERDSZIE LR g \»cw, SIS U THIRER EomHe o s 12 2
At FHRISH S 2 T4l 09 BHERIZ o7z v ) WD o 7.

FELOIRBHEPHREDREE T 7 b A AL LT, QOL & EHHli L T 2 CHkiZ A2 i
Mo 7275 DMI BEICBWTHNED H 5 B EITHEIZ QOL A 27 (the 36-item short form of
the medical outcome study questionnaire : SF-36) 23k < %) I DR & WHEFHIIH EICHE
ZSZM - QOL DA 2T (the 13-item community integration questionnaire : CIQ, SF-36) 3k
W LHEENTE D, DML BF BT H#EY R IEHE IHED H##E QOL OYF# I 5§
5EEZLND.
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I. &®
Background Question 12-3 12. ¥ObAHHE
HE2IRERIBEBOSBHEICIEED LS LEDH H DD

O ABRETIE, SRICHEZEHTS.

(O] OEXMBETIE, FEROEHDZL.
=3 OZDMOEZMBRERIBHOGHIEL LT, BISER, HERMEEISE HROZIHIEH

ETE, ERRESLEORENHD.

=5 l=
FEEYEY A a7 4 — (DM) IZBW T, BHRIFEEMERO A HHE b D7 vz, @)
WHHER I B 2 ENKWTH A, B, WEFREEICOWTIZIFQI-1, FQ9-2 #&MIhizwn.

R - TETVR

1. BEE

BN TOHEREDOBIE L 53.8~81.8% Th o7z 0 A TEEEEAZ < 110 AN 2R iGH T HE L
WS, R CIEIROSGEDWREIEIZ S 2 © MARNIIEPRIUT 0 8F LA #II Ao »h T
BOTY WYLET FANAZABHLN TRV —ANH D L Bbhs.

2. hERX

FERMEFGFEEEY A P a7 4 — (CDM) - /MNER DM O L ¥ 2 — 2B, FFREM - Fifetk:
DOHFHEPRREBEZEICLVERRENTWS?. CDM BE D 23% IZHREO T H A LN
MBS NTWDS Y s, BRELED MO LM ZBEIIANTH L. CDM DOFSEHHE
Z10BID ) B ABNCF 2 — TRHEPLET, 3PNIHEEILOBAELRD Y, 1 IIEELRTE)
BELEZLI-EHEINTDS S

CDM BEOHERADPLFZ LN DL, FBiE - FEHEENOXBELH LI 0D, &
W HERBRZZ e EET 5.

3. ZOft:

SO LT, RIS O S SRE O DRIRASH S LD, BT AR 42 R L
IS T 17 JEH ORGSR S TH ) 1) Sl ORHA NS 5. T PB4
PSS STH Y, IR SRS\ 29
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cXKIERE



I.

&

#

Background Question 13-1 13, iiRARESNSE X8

fpsdiE > 2 b0 7 1 —ZH R QR « ER) I
&l 5 C L3 fah

%E

OiTiRh, BADBRHIERDPERTIIENDHSD. BRRE, FKBZ, RE, B
HIREXBES I, AR MOSEEHEL V=% NICU (neonatal intensive care
unit) RN HZFEER L Z—KRETOBEEHSLEE LU

OYERENEE TTFEINGEIFIRZFERYT 258K, UTORISERT 3.
-BERY MR D OBRSEBHOENBRBEEZZLETIRAIDLHEDT, ¥T%

BYEAYT3HAICIIME CK ENERLZ LR, HHETOEELEDIEIRICT
STERTS.
BN IR LEERT B, ERINEHERXPHHE TEROBEE L FMEH
PVETHS.

OERFEFMREDHEZEDH/ARLBREEDLD, AERH T 7L VAT
BOEERPY (R AR, FERE, MEER, BEF2HEDBM, MERAR) - SBEO
BETOBRHREFERS. FKiBLZ, BECPESFIVRICEMCTZIAERE
B—TOHMBHLEE L.

OB EZERICBAEDHNET, ZES, [AODELGAAREPERLAEEEPE
ROPEHELRDIED DD, BREH LUERLBHROBIEEZET 5. (REMYP
V= v T —h—, BEBEGEHVVET—LREDZHREICKBKRIEDIERXTE
FEXLTDIEDNLEELLN

BR- 88

FaRiE Mty A b7 4 — (DM) T, Mk, HEMHPICH MK T2 HEET 52 L0, FXK
W% L ZIUTHED) FEIDSA SN D Z EWD R v, FEIGHAHE MR L 72 U8R pE R O 38
PRICER S 5. BARHC S FEMAEBAMT R 5 £ ) 2 AH0 L8 TH 5. HIROREN S

DFAE 2 T L% 4 70 R RE S A BIC 5500 B

R - TEFTYR

DMI1 B 1E, MEIRICB W THRME, FAMREZ, FIE B8 uniEin i,
% I 2 ETEPEIA & BRRE DB A 100 e RYEESE (CDM) IR A0 b 5 G FiE & LTI,
e JE B T KL 03D . ARSI T & EOBBRA OB A, FAEE, U
HERPER EOMIREGPHEDHBIT 2 2 L 2% v, HEMORELIFIRERO 0, A E
B Y 5 —0 L) RBEATMIHISTE, FrAd RAEMAYEEEY 2 8l 0% - 72 Hifk T
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13. WIRFEREE - FRUERE

DR EMERZAT) T2 HIET D, 0005 2 NS IRASEBIE L, WEYRGE 225 2 LA
b 5. W EYIBIRH TR B U 7w, s o MBS % ©) P2 RERE
Bo7z0, MR 5 Z WA B TORHIE 2 X 5.

FEPHHIHIEE TH HIFRY b B Y I RHEORGUHRFEREA R SN THB Y, AR SCH
WD ERBGER SN TS, YEFEIIAETII U UIEES LIERY B CoER»R T
ZRRCLELHHH, FHREH TS o T IR M CK MEOHERLH KT OB ZR &
DFERITEET 2 EVERTH L 72 R 7427 A2 MHT LB, WP R K
TOMBITEEPLETH 2 VY, SEEFEEEAECERNIMICEES 5.

BHROFER AR 2 5 G (S IR AT IS % & L AIWEET ) IR IS FRRE % 380 B
BIRHEEY b Y 510 TR CK IILE 2 725 2 IEPINZ L, A 2 @RI EICEO B8 217
9 2L TRYIZK oW R S 5.

FERRIS KRR R b L AP SR 00, HiAAR T, FREDET LD H VT - THE
RRFDVPHIE 22 2 DD B, WOT 7 TRELGRHNFHARDFERDHIE S 2 2 L 2 Z L
B L CHEMED S L TEMP LR 7+ 0 - LT 2 EDEF L.

PERTRC Y — ¥ XY VT —h —, RBEEEN Y V2T =R EOLWMIC X % RKIEO ARG %
M35 2 A2 E L (DM B - COM BRAFIFI T & 2 KM ISV Tld BQ5-1 25
Enwv). F2 ETHR— MIEE - FHEOOHN IR EMNIERCE oY L ) HET
o, BERFHEIMOEZ B LORED SIEREF2VWEGEE, —BAEFEANB AR Y X b
07 4 =% (http://www jmda.orjp/) R4 EHEFNGEE A REIED A bo 7 1 —BER
(https://dm-family.net/) % E¥ 7 %K — b BN L5 T5Z LW TH 5.
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13. WIRFEREE - FRUERE

Background Question 13-2 13, [fiRAEMEE - SXHEE

S XAMAEEN D 2 FO T 1 —ORED AR ERITS
&ECARuD

OEXRMFHREMTA MOT 11—, EBICZHERICEEOHRERET, HHET
Z2L, ¥HHPFREEZFO>KEERT, HEERSAMOT7 11— 18 (DM1)
DHISFEDHEN, 28 (DM2) TOHREIFEL.

(B3 - TET>AD [CDM OEEICDOVLT] 284R)

OCTG # ViR LEFIEEHRDZE L L M (1,000 EILIE), DNABRIX FILEL, R
HEDRVOEBHRIEGL EORHERT S.

O2SHFRIET, HAHET, REmmEHNE<, LRMICIIFHRAERRIIBDHERL.

OHMEZESHARKVEETHEZEHZVD, BARE, HBERE OEHERED
BABOERLGHED/NEHICHEICE D Z D0,

RE

B= - 88

FeRMEMMEYE Y A 17 4 — (congenital DM : CDM) &, HAKE X ) FEIRATEED H N5
BRIEMES A F a7 4 — 18 (DM]) ORFEERTH ), SFHBERET, BT, Wk
LR EL FARE L, I b= RS0k e, RARE R ZHERERERL, FHORK
OB H L 2 LpEIhTw5.

W - TEFYR

* CDM DEZEICDWVT : CDM &, HERED S48 4 BN OB RN, &5i5%EET,
BMKTF 22 L, WkEE, WILEELZE) DM ORFEERTH 5. FER CDM I3,
TR & D k% e EOREIZR DN, HARL ) IFNEELED LB IRL, &
JER] COM G AEHRA I SH 13 7 <, HAERFICIER RS 2 v as, HiA BRI e K I
B, WIRETREIIAOrNL0ET. B, /AER (childhood-onset) 1&, —#kHY
W2 1~10 K TOFREGI AR L, FICHMREE LI ERE, B KT R A% S 25
BMER DL, 1T O %E X FLIE A DM (infantile DM1), 10 j& PL#% @ F8 i 13 45 4F 1Y
DMI (juvenile DM1) & § 2 EF#KD H 5.

CDM &, DM1 O&AIZHE S, DM2 TOHEBNII R, KEOBEL VA M) 2 oHEET
% CDM OAFR=I%, Hi24 3,500~16,000 A2 1 ATH BV A FFoidwize iz, HE10H
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I. 8%

ANH720 21N, WAY 2 —7 v OEFIZETIENE 52 AORBRLMEEINTEY, FBEICIE
HIADNH DL EEZS5NTWSD 2 CDM 1E DML @ 7~8% LR XN T W55, RO HELE
M%<, FARMICCT H2RBMBI DL N 25, HiEd o ERVITTRENSH . BT
13 30~40% L Vb TW5 Y CDM X, B% A FHPSDEETH LA, TDLH) R A
AL BHHIZVEZIThho T, B DML BEICB W TH TRRERTE R IV E ¥ 5 WA
&, NEOEHIL N LIFHFELED, BURNEREIH NI LT TR IOEIHMATET

KBS D COM EEF D HE I TVD Y REBOWTRIERETH 50 IR <, WmAlR
ZERRMOB LD S, CDM WD CTG # ) K LEHHATK & , RHEDOKEZRT.

CDM Ti&, CTG #1 B UEAIEE 1,000 MPLEEZFLIEMLTEY, V) E¥— MELDNA
D CpG T DR A FIALDFFICEHH THELTVE I ERRESN TS Y 72721, CDM
D 10~18% 1% 1,000 ARG TH 2 Z L5, #0 & LEFI T THKREAOE S bl
TRARWEEZ LN O F72, HHRETIE, BABRERALDITEACHIEHAETR LI R, &
HEORE 2 DS CTHRBEIEORT RARD S, i S E Mo, ZIITH
HMERR, 7 A4 7 2C DM 3R 55 7 Nakamori 5 1%, CDM OF#5 Tk, DNA
DBF A FMALDFEEIZ LD, HNICEFET 5 toxic RNA 258 L, R I A A4 v THD
4 v & —u A F -6 (interleukin-6 : IL-6) DRH R FEHIMAA SN ITHBEL T 5 2 & 2l
L728 ZOBKMGORIEL, FEEEDHICEETLIENHMORTHS T

%92 X512, COM OBHBMHIERITBA L B2, SHMEOFHRRET MK T A1k
ThY, BAEMHMEE, WRURZETR L #7225 B O S KA 2 5 . I, o) KT R 6
WP, W THEREIR T 720, BSHIICRERBILEL 225 2 LS. HFERIKT, Wi
T 7% EOFERERE, HARTR D ERIM FEL & HITHEAICWET 525, T
WA BT 2 £AEOUFEL L T2 WD D 5. MBS, AR 5
N, BRI FHENMREICBWTHEH 3~5 RE T THL TR,

AL E L, CDM RHMEEOSHATL L, BEETHL I ED/FHOVLEDT, 1Q
(intelligence quotient) (& 40~80 &)L <, FIFIQ X 70 Kili TH 5 . FEMMFEHEIZ LD,
TICHEICR 200 H 5.

—7T, CDM O/NEHNE, BRI HAIY 2 FINKRE, BEIRIE, O A BRRE D FEREBHEE (355 < 72
WO NI RE SR L LT, EEOHIRARIK T 2 50T 20 b IS hTw s, FLEN
WL, MR EIC L 5 EE X 5N HAEEMRESR SAEMREO G070, RIS
HERESELVWI 352 00 EHMREE TR, ILMEIHAEIC L 2 REEL S 102

N ot
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Background Question 13-3 13, iHEEREIEE . s XtEE

ﬁ%‘ﬁﬁﬁﬁlﬁ'ﬁ*ﬁl FOJ 1 —OFREHET SR T
o7y

OCTGRYVELEIMPZWVIEEEICRZEMDHBH, EXHEITIEEL
OFRALICKZHERMETC, AEHRMEZOEHHIPZL, HERMICRHBAL

g FREREZZLEHADIZSH, M- EHHE FEPFIRTHS.
1 OSHEEIXD RV, TEIICIDIRATIIEL DS, EHMMICKREDIHBET
HB.
4
Bx- B8

TRMEFHENE S A b a7 1 — (CDM) O F#IE, CTG # Y B LRFIHZ T TR L d#
SV, CDM T, FiA RN S A TIP3 % 2 L 72610013 5 A - By %e5E
THROPARETHS 2 EADhoTHY, WY HENER LT LEND 2.

R - TEFTVYR

CDM 1%, DMPK OFE#E D R LA 1,000 B LLE & KIFIZEML Tw5 b 003% <,
FF1Z 2,000~3,000 [0l & 2 %, LA L, #0 K LESIAS 1,000 MAERHTH COM &2 5613H 0,
M TIE WS e, HAERMBECERY R LI Do/ LT, EENNEY %
SHBASTESL LI IMHZ B RETHS Y BEHEY R LR EWIEE, ANTIREM2LEL
FTHWMAEL 20, EEESEWEIES 2 D00, 1,500 HELETH MKz LEE Lk
WEILH D, DR LIRS BRE O B R D O TR R 2

CDM ORI ZANET, MABESIROARTHEM DL VA, ZTORITEHET S > Bk
W DFETHIZ 16~40% LHEE I NTE Y, £ AIPRAEDEFTH 5 >0 IFRETHHO 50
3 50%ICFED SN D VA, MR T DA TR L, IR OMFRARSESK 1209 MR
TR & Rm e 2 RIS Ee i ORI, 1BMENiRE, SWOAPENEKE 25, HiARwe
EREOMZ 72D LD, MRS, MRS AL BRI R TR ET 200 H 5 > Hr
RO NTIFRERZLEE T LA, FHRIOGEETLZEPHESINTEY, ALK
BRI AT 30 H R OWETIIAR 1 ENORTRID R, ZOHBOFEHEEIFE D KK BT
THHo7=DITR L, 30 HULEZZE L TIX 1 FNDIBTED 25%, ZOHRDILTED 17% &
i, ABRZBEDBETHNL o720 Fk L2k 912, BRI TIEAE R IE S SV
L EDOGUREIEEL TWDH. AT 30 HRMoOBITId, 30 HUEZE L7261 & ]t
WL, §NTOEHRTEIEEIL L, 1HE ISBRBOFMTAHEREZD > TRIFTH o 72,
T/, SR D, 30 HRMORE TIE 3~6 IFICSEE 2%, TXTOMERT30 HULEZL
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THIDLBRIFTHo7. 0 HUEELHETIE, PEHO ADL b3k A EWEIIO LN
oz, NLHAERAY30 HULEZE L2813 30 HRmORE & ik L, HARE 5 50%0
Apgar A7 HMEL, MEFT AT O AR TH o722 &5 5, MERFETE R MERE D RERDH -
ZZWREMEIE R ETE T, 72 COM OHMBIORE T, FWHMIAEE R EZ L % 7R 3 A
BOENTVDLZ END, FENMBEEIRRBIIHEZNTTVWLEEZLONDY Z0kD,
BRIEYEY A a7 4 — (DM) RHADIEIRIF I, BB Z &0 H0 %z ry vy v
T aitolz) 2, @Y% EMEY, NICU (neonatal intensive care unit) & ¥EASC & 5 Jifiik T
BIT) T ENEF L.,

AEPRIZFEHEINC 22 T TORVEVDIRTWS2S, Hid AR & OFIRTEAEIR © b &
HT D, BRILOGHRIEIIHICEZLRETH L. WAERICEEOLZNKZ 2D 2E
Bl R, REFE~OR ZIY TS, AR S 2 DO EPHE Z 1550 S 7B 24% 12
LDIFo7 " CDM TIREH 2 BT L RERIZD R V—TT, 25% 12T 5 DL 2 %,
81% AT S A DLEMBEFEAWE SN THEY ¥, BED 12 FEOEX B LM 2RV 5 —
DRI X 2FHEAHER SN TN 5.
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patients surviving the neonatal period. Eur ] Paediatr Neurol 2008; 12: 210-223

4) Echenne B, Bassez G. Congenital and infantile myotonic dystrophy. Handb Clin Neurol 2013; 113: 1387-
1393
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myotonic dystrophy and SMA (II) 4-6 April 2003, Naarden, The Netherlands. Neuromuscul Disord 2004;
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280-285

9) EtR, ESE, WhHE o 23 RN XD MRS 2 2 LR REE Y A f e T —

D 1H. HA/NERSHEE 2010; 114: 1222-1225

10) Lagrue E, Dogan C, De Antonio M, et al. A large multicenter study of pediatric myotonic dystrophy type 1
for evidence-based management. Neurology 2019; 92: e852-e865
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Background Question 13-4 13, IfiRAEMEE  fSXHEE

XMEmmEET 2 O 7 1 —OBIEAERIZED &S
IC¥H8Y 5h

OFEH, MERMIPROERPEL, 2HMHRRET, BHETICHD FREE,
HIEEZ &Y
O HMHBRETPHNETREDEBHERIRBT L EOICHET 5D, BEN

gg LIRICHUBNETHHR LETT S.
R OFBRERRISALRIICIIRDT, HRBPLIRICHIRT 3.
ONREZ2Z/LXT L, EEOB/UMPHITHIRABELRDD, REPFHTA
PRETHS.
4
BR- 88

WAILTIE, FEEREEHHEIRIETT 2% BREHRENE S A b7 1 — (CDM) Tl
AR EET, TOk, BELLHICHEET L. BREDRICHOH VK T2HIL, €
DRIIENEL L FRRA,  & D HCHETZRT. COM OB REFIERIT AT O BRET, Hi
FAEART, RAENZHAY 2R R RO SNV I TH 5.

W TEFYR
BB BIN T, ANS VIR, BEOREE TE, VPR EE (7Y MRS, W, B
TEAZNEG 2 &b s (K1), BEMEICESRSEE 2 BT, MEmpeR
WA W70, BEFGME L, kmn®s 25 12

IEAR IR O KB 2 R NGBS 2 780 . F/KBZ 13 B O F IR O M T [ E R 8 ) O %
TAHEN S, FIKBL OB IR GHERRFERIPFRIEE 2 & 725 2 L% v, IAERIZRED
5N WRRZTERIAFEIIZ e 5% BIE O S R IL, JRBIOKT 2R LT b,

FEHIETAET, MAEERSROARTRCH DL VA, TORIEIWHES L ™ MEFITIE,
AR A B PO RO EBRICT, MR, RS T 25580 S, #9 50 % (S IFPI 858 %
PF9 %, BUARPINSH O AR I X 2 WHFLRRE R M TR (o0 LTid, B2k B &0 fi e
PLFEE %D, UL, ZORA - WTREEEIABE» AEIIUEEm e 20, BEFLaR
WA REVALL D EH L.

PR 2R )5 L MBRET IS E 20, B s b EHEELHO LN L.
HTHEETEE IO 5N 5 A%, EENFEEIHE H B9 & WECOE, B BE i P iz ] R <0 BE i+t 6
RS BBLEARE DA ADE T L. CDM OBRFERO TR, B ORBMEDHINTDH
D, FE L LD ICKRAEDNYE LEFREESSET 2 L EZ 5N TWD 2 BT HERI— RN
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4 )

\_ B Y,
1 SERMEFREMNY A MO T 1 —ROHEIEESR

2D TH L EWMESINT VD 20 2721, MARIIRAAIC X 2 FEOH A RARIE, 5
WRE LS X B VR 2 5 0F L T 260, EBIZEERFIRS NG, 070, &5 Lo
BRIEES A a7 4 — (DM) BHRD HEREIZIL, SR E 2 R 2RO B 5 X )12z %
CENEF L BRTHERR D, BB, RN EOBIT, SERIMIEARERT
THY, EFICV203Z 3%, 20RIE, 1ZEALOBITREZBIET O A TR#H
L% 30~40 RIS AFEIER] & L L 72 T 2 580 % £ 9 122 545, AiZid 15~20 kil &
WU T 5 T LAMTIREE S 2 2000 &% 7 LRI R L F R LS FmmBig s
HOLNT, BURITIE4RBE, ZIEERMICZoTHho#OL L )I12%%. CTG#ED R
LEHIEAZ W EHIE EFRERARORBIECE W) HEdH 2 YA, 10T TIZIZFEAL
DIEFITRDOON D L) I12% 27

SEEIIRANZ & % B OBE S B, FHCNRIR L CRRO BN BT R TH 5745, SERM
ZRVEBEMMRE L R T e b H L. WRRII VMR ATEGOREL 252800, $T1
BIEF T 2247 . FTATO TR LAMRMPE LN WAL, RN & v o 2 FIE
FMDPERMEHE SN TS % CDM TIRFHEMEOEED 30% & M¥T, 10% A5 I7 1 E
Wi EOFMAADPLETH o720 ) WGV H 5 .

N ot

1) Harper PS, Monckton DG. Myotonic Dystrophy. In: Myology, 3rd Ed, Vol 2, Engel AG, Franzini-Arm-
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tion and outcome. Pediatrics 2004; 113: 811-816

6) Johnson NE, Butterfield R, Berggren K, et al. Disease burden and functional outcomes in congenital
myotonic dystrophy: A cross-sectional study. Neurology 2016; 87: 160-167

7) Echenne B, Rideau A, Roubertie A, et al. Myotonic dystrophy type I in childhood Long-term evolution in
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8) Johnson NE, Ekstrom AB, Campbell C, et al. Parent-reported multi-national study of the impact of con-
genital and childhood onset myotonic dystrophy. Dev Med Child Neurol 2016; 58: 698-705

9) Ho G, Cardamone M, Farrar M. Congenital and childhood myotonic dystrophy: Current aspects of disease
and future directions. World J Clin Pediatr 2015; 4: 66-80

10) Canavese F, Sussman MD. Orthopaedic manifestations of congenital myotonic dystrophy during child-

hood and adolescence. ] Pediatr Orthop 2009; 29: 208-213

MR SCHREL © Cochrane : 4, PubMed : 238, PEHE : 81
FRARSCHREL © Cochrane : 0, PubMed : 24, PRk -
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Background Question 13-5 13, [fiFAEMEE - sxHEE

ﬁf‘ﬁﬁﬁﬁlﬁ'ﬁ*ﬁl FOT 1 —OABE DTSRI
o7

OHEEE, REREPTHRESLUBREEIMAICRDIENZLN.
ORBDOFHEICERL, W OEREBREZSEICLT, B4ISELHBRREDOH

g B, YR-FET5IENEELL.
- 0=, AALEDHERESE, RNET, PEXSHICIIHEICIVEBIEES
nBEEHHY, HRAICIRE, BESEEREICESFMERITHIEHNEELL.
A
BER - B8

TRV IRIELEY 2 a7 1 — (CDM) O/NRBENE, B RTREIRAEET 2 —T5C, Mgk
ETHRER EOMENTERE 2L, BEBYTOHMEZRLIZLPEETH Y, Mt oA
BRAAGRESEIZLT, e BB IHELZHBFREOME, ¥R -1217) 2ehEI L.

fRER - TEFTYR

CDM T, /NEWNIZEHETRERA S HE T 5 —H T, HWkEE, 1TERE 4% & OREDS A
L7570 CDM ORGEZ T AT, RESEHEINT 2/NEHOREIX, 23227 —
va v (8L7%), FHREE REHIEE) (796%), JE97 786% Th o7z "

CDM TIZHMBEED 45.8%, HHREANRT b T L20521.6%, HEBEXM - Z 8RS (atten-
tion deficit hyperactivity disorder : ADHD) 75 13.1% & & SN THY, 90% DIREHR HIWEREH
EREHHRE L LRI FEER L Tzt NEHIEERED DML Tl ARSI 25—
T, ADHD OHEA L5 5 L DD 2.

CDM DM 7 + 1 —OWi7ETId, 1Q (intelligence quotient) 40~69 (H1J¢fili 53.6), Wechsler
K TEHNE IQ45~70, BIfEME 1Q 40~69 & LD H S L 2 Tilvgs, BRI IS <X
o727 1Q60 LUFAZ WA, MU AHBEICL ) HEAFIZAZL T s hTng
AFROHE TIRHMMBEHE ORI A T, SFHEIQ il b2 N BIfEE&E TIdfk L
T [BAAR] PMEFBETH Y, BIZEMBRHEECED I OMEDRE LHFE I N2, THEOAR
WHILBRL TR EEZONS. 1)L LR HAMARREIIIRE ZRESA LN h o7z
EHESNTEY Y, MRGEHBERRESEICLT, M4 0BH IE L HERREOHNE,
R—=DP2ATH)ZEBLET LW,

SEREFIIZ L o TRO LN, B 7+ 0 —Tl3, HiEE 2%, CEOEIHT 4.6
B LG SN TWE ° S ERREHUIEIANETTH L) 2, ERHSE, FEEAUI
REDFEFTOEB R EOHED HVO. FHEEOMEL L, Hr0EET 0TI L %2EEL
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I. 8%

TW ZEPRETH S,

HEREANXZ + 5 AL TId, FHER CDM Th S IE EIEHEN SV EMELDH L. B
it CDM D 53%, H5E7% CDM T 39%AHMIEANRY F T A LBMSNTHEY, CTGHED K
LECHIAREWVIFEGHAL W ERE SN TV Y CDM Tld ADHD, 174 RE (FiThid
S EHIEICERD O, RAOEMLMEITE S EEICHMEST S22 3H 5. ADHD Tlt, X7
VW7 27— bRT MEXF LT VR LI BEYREE ARG Z TR HIMT E 25, ¥
HHEE L BN L), BBIICEEIREEIT) CENEETH B.

PR AR I (R T, BNEIE R, BRET B X OSSP AEWA, BE M, R REREN
PR E LTRSS TB Y Y MIcRIMEKAE R E DS ShTwb. CDM T, s
Pk & AR O = M5 R o T2 M4 £ 721% FLAIR (fluid attenuated inversion recov-
ery) R COEME AN T, WMATTAR S NS MEHOVEREE 2RO L0I %R H
FEPRDTRN T EHRREEATR . O CDM ORI R LTI, BRI (2
W EAYREEALICHIH 2 2T b L E 2 S, CDM Z O b O ORI RO FHMIEEE L v,

HABEET CDM O EE A PHETIE R WS, BEEFR CTG 41 & LESIDZE W iHliZ EELE,
OGNS {, BBEEHIIMNZ &2, KEFERPHEFEEMORFEOHMEDLH S ®
F70, RBIBBAEOWAICE, RBBHEEED 7 r 0 -4 LB TH L. RAPFBEIZR I 0%
W, B LI EHERBEOMETHRAAZENTELRVWI LD L7720, PRIN/NBIREHEIZ
Y2525 LT L., F72, CDM TIZEEMFEEMARICHEED D % DT Tld v,
BRI E S, RRCBHEEPERZRY)RELRLT LY BEOHENLE 2> TWD I LD 5.
HBIEERIEIC & 5N 28052 E L, FRIC, SHEISGENSRELRG, 8 AN 267
ETIEREZET 5. BIMETH RGBT, BETS 2 — 7 FERDSEINI % 5.

N ot

D OREEAT, AN BRIE A E, ANBIFREYE S A b o7 4 —ORFR. i & 5EE 2009; 41: 163-170

2) Johnson NE, Ekstrom AB, Campbell C, et al. Parent-reported multi-national study of the impact of con-
genital and childhood onset myotonic dystrophy. Dev Med Child Neurol 2016; 58: 698-705

3) Steyaert J, Umans S, Willekens D, et al. A study of the cognitive and psychological profiles in 16 children
with congenital or juvenile myotonic dystrophy. Clin Genet 1997; 52: 135-141

4) Johnson NE, Ekstrom AB, Campbell C, et al. Parent-reported multi-national study of the impact of con-
genital and childhood onset myotonic dystrophy. Dev Med Child Neurol 2016; 58: 698-705

5) Echenne B, Rideau A, Roubertie A, et al. Myotonic dystrophy type I in childhood Long-term evolution in
patients surviving the neonatal period. Eur | Paediatr Neurol 2008; 12: 210-223

6) Ekstrdm AB, Hakensnas-Plate L, Smuellson L, et al. Autism spetrum conditions in myotonic dystrophy
type 1: a study on 57 individuals with congenital and childhood forms. Am ] Med Genet B Neuropsychiatr
Genet 2008; 147B: 918-926

7) Di Costanzo A, Di Salle F, Santoro L, et al. Brain MRI features of congenital- and adult-form myotonic dys-
trophy type 1: case-control study. Neuromuscul Disord 2002; 12: 476483

8) Ekstrdm AB, Tulinius M, Sjostrém A, et al. Visual function in congenital and childhood myotonic dystro-
phy type 1. Ophthalmology. 2010; 117: 976-982

9) Ho G, Cardamone M, Farrar M. Congenital and childhood myotonic dystrophy: Current aspects of disease
and future directions. World J Clin Pediatr 2015; 4: 66-80

MR SCHREL - Cochrane : 11, PubMed : 163, FEHi#E : 18
PRIRSCHREL - Cochrane : 0, PubMed : 30, [EHEE : 2
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. B

Background Question 14-1 14, LE0H8: - ABIENE

TRMBRVEF T DA CRBALLEAINS R, ¢
DOEAIIflhH

OEMHANHEERE L THRSBRZRDEELFL.
O HETHI, MEER - MREAKKAEIR T 6, MER - EREMFNOBSIIBISEIEPBET

o
E O ERE DA+ B, MREOEFHRAIREICKZFRAFISEEDIBETHS.
O - EFHFEORFHZTRICERT DUELHD
.
B= B8

FrREYE Y 2 b a7 4 — (DM) EFKT R R FE OMIZ, E& OISR e GIHEL
HE 5. W, ETHETDH VIEROREPSEENSEE L TR, B - BUHEE 2 G0 LR
TORLIHTH S (BQI2-1ZH). TOMR, RRETH L &R X LM - S 21T,
WA RIHI S 260 & 4. AR TIZRMI O 4 5 R HEHI B 1 5 B 2 B3 5.

R - TEFTVR

DM (3RO ESTEEC & o THERZONE, FAEEEIIET 525, — BN <X
WP R EFROBEAE . WRICEET 5 2 EA% V2 B ST B1R Pl
A A 5.2 5 V) )T EICIIEN, Bl & OMRER GO T 06, HEREED
BEREAC IS & 0 2R A E SRR AENOFEII R E . ERNRIRABRE 2 BHICBWTH
I 1 RS EIE TR TR e v—T, M PG RITA BRI T © 356720, #ITE
Wb STRMBOIPRRICBITAE=Z Y Y ¥ VR EZEOBEZ 017 ) LEXRD 5.

LRI R VT A 77 B V12 B W, MR IR o 501 13 Flo 9 5, K9P TH
FERGIPEU2Z 200 b TR oORERsLETH L. M2 T, 2 DOMEHIEMIIZE 7
TIIRIEOFIRNTE G- W TASREACT, I 2 ol & L 7R R A E R O i 1 &
RIBLTWS, LIT2ryy VR 7oy VIR o 2 e B mmin, 758
RN T EELLGERIEY 2d 0, HSEOZAM FAIEES S, — RIS
IR 72 18RRI (context-sensitive half-time) (& 40 iR ARRIFESE - REEIC X D HLEDSFRD H 1L
5P (1), Fi27 =y =)V ClEES RIS U TR R O E 2 520, 4 & Filgh
DIEHORL 5T, ATIFERCTRIIES 21T ) BAIC b ERELE L T4, KRB TIERER
NREARIENR R il %2 A3 2 E A2 (BQS-1, FQ823H). L I 7= v ¥ = )Ll
WHHFHETH LT 7 A AT P IV Y ORGIFRRCMERT, FWAMEEEDOLRTI VT
TIHMEERIHISAE L 2RI LMONRTEY °, AERBETOMAIIEEZET S
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( 300 \

’@ 250 A

2 Fentanyl

£

E

200

(0]

% Thiopental

S 150+

(0]

=

2

S 100

% Midazolam

>< ——————————

|\ /S o am=——T

s |\ J ==

8 507 = Alfentanil o

- Sufentanil _ _ __ o= ===
Z — Propofol
0 T T T T - ‘ : :

\_ infusion duration (hours) )
1 SEIRAREEED context-sensitive half-time

(Hughes MA, et al. Anesthesiology 1992; 76: 334-341 2 £D35|H)

AP 113 BT RS TH B A5 X b= A% L7238 2 Cldimmi g
WP IRREE, EMERBGEIRAE U TwRvy. L L, FHE CIRRZBMIEEICIER LT, ZWikE
T PE R R SE O A A IR LTB Y, Bz X 2 gIfER Lz
WS 2720 M E o/ PRHEND. Wik IR G- A3 T 2 W R FE I 45k 7 stz
VI T X B BB CTH TP iR O RS RE TH B, Tz, FEBLGEE
WRESR I Z DAL L TV AT REMER, A A F 7 I VI X AR T RIS THENS D)
DX HBEHETEIF AT T I VBIHEGC X B8RS 2 FilRE 2 k5 AR D 1) 9,
AFAF T I ERIEIHEE=2 ) I FIHTTRETH L. BIREAETLEETEIAL
AFTI VIS LR D720, TRV EEATE0, MIBANORER R WA T 7 A
EHWS.

WA TH LAV TINT Y, BRIV Y ORHABIOT5RERIMTbRThrnZ &I
Mz, W ARREESE O NG BV R BVEFIE DO W REMEA D 0, AR EBEZ B 2 WA REEED
REWICHLTRERGHRELZ->TWSE Y LaL, AKBTOEREPUERIE XX 1 &L
EhewnwekshTtwnsg ol

TaRT7 + — VRS, 7 v, T2 A (HARKR), HgbEicey
REEZ AT 5 72 13 4TI R O 55 BOG S MATENREOARZ M D 8O T, Kkl 5 ORI b B
Tho729 BAEDELEZAH, SHMIFTIIE=Y ) V7V FIZBWTERMIENN A EA A4 FE4
I TV FE TR 5 R YRR S i 5, FRME 20k A5 b 3 % o 72 S IR PRR IR S AR L2 BT %
RORETHROLKBTHL LEZOND.

e T REERL MK T B COMFEMIE PREMEXT &R L, JEFRICEET 2L
APHEND. DM TIIRAICEREE 2 i OIFI R R O 3300, SRR 13K
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HE2OHIBL, @FEOMHEZHGTXETIERV. T2 A A7 I TV OF Y 3o sEER
SIIEAIPRIIH DA N2 L, FRFCEIRRIEIE SN L 2 L TH A0, JERE=%
VY TR ENERETHD. 753 VIENER, AW, 28 ARl S
#HLY ARETOMEHIHELNEEZ .

S YRR O TERIRIK T IX B O 33 ¥ FREO R SF, iR S R I o 4E
RO R EMR TR ICEE A 5.2 5720, FATHRIZEE o MR AR, AR T RIS % 2
BEhH L. APEOEG R HE TILEE O+ 5250 (FQ 14-2 BI8) & & HIZZ DRREEE -
AR DU 2 T BT A LEDH 5.

(D& ZERERICAWVDEDEER]
EH R OFEIICH 72 o TIE, BEDOIEIRICE DY, FEER T O LEORIE % BT
L, VAZ &2 P45CBR$ 5 12, BEAOBHZITV, AEXELIVLEND 5.

N ot

D) PUEBighd, RUEAIEE, PEREOGIE. BRIRIE D A N 1T 4 — 1T 2 IRER B BT 2 S O 2 Y
I ARG HARERRR RS 55 2011; 31: 468-472

2) JENSEHE, PIREBARER, RTHIEREZA. HERIED A b o7 4 — BB OMERRER BRI 1996; 20: 1633-
1637

3) MathieuJ, Allard P, Gobeil G, et al. Anesthetic and surgical complications in 219 cases of myotonic dystro-
phy. Neurology 1997; 49: 1646-1650

4)  Sinclair JL, Reed PW. Risk factors for perioperative adverse events in children with myotonic dystrophy.
Paediatr Anaesth 2009; 19: 740-747

5) Aldridge LM. Anaesthetic problems in myotonic dystrophy. A case report and review of the Aberdeen
experience comprising 48 general anaesthetics in a further 16 patients. Br ] Anaesth 1985; 57: 1119-1130

6) Bennun M, Goldstein B, Finkelstein Y, Jedeikin R. Continuous propofol anaesthesia for patients with
myotonic dystrophy. Br ] Anaesth 2000; 85: 407-409

7)) HiERAA, WEEH, W OR%E, KNIEA BREYEY A w7 4 —BEIBT B AR, AR
2004; 60: 405410

8) Buzello W, Krieg N, Schlickewei A. Hazards of neostigmine in patients with neuromuscular disorders.
Report of two cases. Br ] Anaesth 1982; 54: 529-534

9) Carroll JE, Zwillich CW, Weil JV. Ventilatory response in myotonic dystrophy. Neurology 1977; 27: 1125-1128

N szICLEDRER

a) MillerRD. I 7—WBFY, H6M, AT A AN TV ALy —Fadh, WL 2007

b) Hughes MA, Glass PS, Jacobs JR. Context-sensitive half-time in multicompartment pharmacokinetic mod-
els for intravenous anesthetic drugs. Anesthesiology 1992; 76: 334-341

c) Davis PJ, Brandom BW. The association of malignant hyperthermia and unusual disease: when you're hot
you're hot, or maybe not. Anesth Analg 2009; 109; 1001-1003

d) Myotonic dystrophy foundation. Practical suggestions for the anesthetic management of a myotonic dys-
trophy patient. https://www.myotonic.org/sites/default/files/pages/files/Myotonic-Anesthesia-DM1-
2019-11-05.pdf (2020 4% 8 H 7 H L)

e) Heier T, Caldwell JE, Sessler DI, et al. Mild intraoperative hypothermia increases duration of action and
spontaneous recovery of vecuronium blockade during nitrous oxide-isoflurane anesthesia in humans.
Anesthesiology 1991; 74: 815-819

MR SCHREL © Cochrane : 0, PubMed : 155, [EHzE 1 140

PRARSCHREL - Cochrane : 0, PubMed : 5, EHGE :
WL EE AN Y Ky —F Tl 7.
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14. =5ME - HRBLE

Foreground Question 14-2 14, 288  ARlhLE

LIS « SBFa 17D D A CED K D fftranzFll « >t
ISh hEDH

H O HEPERZTOMICEEHNFTE ERER, FRER, VEER, B
i BEHElZ 21T BRI L—KF 1, TEFTYALAILD).
OMEAFRINE) T—2a VBRI SH HEITL—F2, TEFTVALAILD).

BR800

REEY A b7 4 — (DM) IZRAEF Y A a7 4 —O Tl S BENE L, B -
HHEE 2 S0 LT (BQI2-1 2R) 225 b, FALEIETH 5 EHITHEBET RIS
V. REBICIENY % 2R R A IHEDTEED S b T R R S S & 2 B

s - TEFTVYR

JEAT A & ORI BRE L 72356, AHTORFE, dHSOfF MR NEIL L o> TREOW RO
QOL DN LML T E T v A3k, LaL, YHBEVLWEHIEH L EGEEL AT
BT END, FEETREMAEHECKISALETH Y, FIRE GVFHE, WRHE, /WNEFHE, B
MFENRLR) & B IEH LIS R It A 2179 R& TH 5

TEFMOYE, ASRICHEE 217 ) WIS, FIC ERER, IPREER, Ok
LA 2 02T ) B H B HEIT L — K1, TETALANILD). EXERT
(W T RRRERTAN, VRN L O A IO 21T ) (FQ9-1, FQI-5ZM). 7z, ABWETH
PEAZ RIIRE T, ZHBIEIE, e BN 12 X B iR OfF e, WO &P (BQ9-4 %
HEO) IR E OB & 72 5720, LGB O W EHEVEO R & 3t 2 243571 L Th <.

DM Tl Z OFEIZFET £ TR, EREER) ORI X ) Wik, HNEJERE
BIEAE U CTOLWHREED S 1) Y BRI RO ) A 7 D5FE\. ZO8E,  RIEE A T REEE A
AR E NS,

72, DM TRHHEMHREARE DO G A% v 2 (BQ7-1 ZH) 7200, WL O 5 )1 3Fli 13 2625
Tho. WA TIX, NG R (forced vital capacity : FVC), ¥—2 71— (peak
expiratory flow : PEF) ([ZiEH$ 5. iR D T DT wis, fiige—2r 7
O—X—%Z2#5H L, BRAIHE (cough peak flow : CPF) ZllE$ 5. —#M9IZ CPF L FH I
(2 160L /%5, JEHRFIC 270 L/ 73 b ChEXGE IR B 2 T RETH 575, THET
(2% % & HIPRRDNEE L 22 % 0 AT A S MU R BARE LG 98 2 560 B REBIE D 7 < 72 K, 3K
EWHEDEN E %0 ) 5720, WEEM X EICL 2582 ) 77 ¥ A0l 17 9 LED
b5,
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TEEREERAEAM & L ClE, LA N> b RER L LR R OB S b AET o LEN R &
W F — RO MEEEE, OEEHIREAEIROMAZ MR L Y (BQS-1 ), Ml
23T 5.

EBROMEIAIZ TIE ELAEROFIE TV, [TENOBIEZ4T) L L 12, HORER
e, YO OAMAZTNT 2. ZOF, BEERERL RS OAICEREZ LS. W
O DA 7 EWRARR 2 RS 5 & & D ISARE TRIFRICAPET 2 AR RE R E O R EE Bl
Ju, 800, BRI RS NOZEAG L, Rk T A TR R DX ISR B AT~ o0 B R R i &
BT B2 UMEDNH L (TFAN— b FEZF ).

DM TR NE) 7= a Y2 FEE TS HERIL—K2, TEFVALANILD).
WG R AR 72T T b PR O I (FAET) B X 0 IR IME - BEAR I A3 A S B
2k, FEREMANTIFIGEA DRIESPHRIGEEZ 5252 L L) (FQ7-2 M), Hirailc FEiR
P EEAL &2 17V, IR O P 55 (IR SR IMAE ) A5 & 1 2 JEB] TIEANTRT & 0 IR A L
W D FIBREE A % ZREICAND. WRTOMR b L—= 2 7%, BT AME RO S
TWw3 (FQ7-32M). 72, WETREZED) 2 &34, WRERIR Y WE THEAESEM % HitT 5 %
CPF 2ME T LT 25fy, WU AREFIHENMM AR EICLVERE 2 ) T I ¥ A% D L 9 OAT
LD H 5.

N ot

1) Horowitz M, Maddox A, Maddern GJ, et al. Gastric and esophageal emptying in dystrophia myotonica.
Effect of metoclopramide. Gastroenterology 1987; 92: 570-577

2) Thil C, Agrinier N, Chenuel B, et al. Longitudinal course of lung function in myotonic dystrophy type 1.
Muscle Nerve 2017; 56: 816-818

3) HARINE)T—Ya VEFEX PRI FIA Y RAKARINEY 77— a VEER, igiRe - #
BOEE O ) NE ) T = a YA P T4 YHRERRE (). MEHHRE - FRHRG oK) N e
T—=YaryhA4 T4y, RN B, 2014

4)  Groh WJ, Groh MR, Saha C, et al. Electrocardiographic abnormalities and sudden death in myotonic dys-
trophy type 1. N Engl ] Med 2008; 358: 2688-2697

FRERCHREL - Cochrane : 1, PubMed : 185, PEHGE : 205
FRARCHREL - Cochrane : 0, PubMed : 0, EHGE :
EELCENE N Y Py —FTEmL 7.

USSR W13 w0
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14. =5ME - HRBLE

Foreground Question 14-3 14, £E58: - ARKNE
A< BIR P PRIV S 22 2 [Chef TolgeD

W OB OETHEPCIEESGRE O BMAFRNE—E OB AR ISHEITAIRE TH D (#
Y ®/JL—K2, TEFVALANLD).

BR-Bn
SRR LT, H#E < S BT (subarachinoid block : SAB) R4 MEREE (epidural
block : EDB) @ HAMUREHE _FGE R IR 125 2 2 BB DV ERRHN TV S, fHiIRIE
YA ba7 14— (DM) TRIFEEEROMES %, W EWHMZ &0, HR L %25 FHNE
T INEOS - KIBUIREASEIRE NS 2 0358 {, RETIZXIBURENZ B 5 4tk % i
T 270D EHERT.

s - TEFTVYR

DM I251F % SAB X EDB [ifTIC BT 5 L& T 2 B2 R T YT ¥ A% \was,
FEBIERIEZE U 2% { OFEFIHE T SAB % EDB, flif7 0 v 7 TOHFEFHRZED TR
X T SAB % EDB HMUbii i —EDIEE L2 T T ik Th b HEI L —K2, TETY
ALANILD).

WA T D — MR E M L LT T ORI ET 5.

DM TILRAAIFEREREE L B AT (BQ 10-1 Z) 1S X 0, A X ISR R SE T S 72 B
TXIHREIC T 24 Y 74— Farytey b EBTHTH, EBROERI IR ARE
RN 2 M EEOMEIZ X ) EITATREDY 0D 5 720, BREFHED 720 OB FEE
B L TBLL I ENLET L. F72, SAB OSIEARSER 2 H: 1~4 72 & B8 K
AT, DABEMEDKT @ A L5720, EIREAEIRE A5 2 BEIITEEISLE L 2
B IR 3 AN D R L LT SAB IZ X A SR RGHE I A O g Y 25X L,
MG RAR FAVYE L 5. BT BICIE < D B THEANO RT3 G- (SRR L, JEWRsA T
MEZSRWEINCT S, T/, ZCIERAFGER I X 2 BRI AR EZ AL, VN
) 7 EAEU LR 2 2% ) RIS 5. Zofl, BRIZER] (BQ 9-3 ) Tid SAB,
EDB O3 EMFMEWT I & ) IFEREITELAE L, BHEOTEANRE I NL 720, Zo@Ein
FHAICRES R ENERETH 5.

KRIBTOMBHIFHSE G ETOMRE 2 TlE, ISP OFIRNR S 5 BBV T
WA 23 U 7228, BN G- D35 G 1S IPIENHNIE A U b o 72, BEIEAME D JFREE S JFR3E
RO ROBR G RN R &L ZEZ 5NAD, T vy 2 VIEmWIRGEEZ AL, kY
GFREAIVNS VD 2, FEAMEL D P ABIT LR T RS RICERILETH 5.
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I. 8%

[HERZERIRICAVDBRDEER]
ERICEE L CTIRBOGIHEL T3l L7z 9 2C, Mifr g2 ofHl, ABFRZL 0
AT D ZAL S BE DO FMEIC G2 5B ZEITRETH 5.

N et

1) Imision AR. Anaesthesia and Myotonia: An Australian Experience. Anaesth Intensive Care 2001; 29: 34-37
2) HE&AAM, WAL, # R, KHEA BmEdS A ba 7 o —BEIB L EMTAE R AR
2004; 60: 405-410

N szicLEDREH
a) Miller RD. I 5 —JFkBEIE, 6, A T4 ANIA TV AL V5 —F T aFib, B, 2007
MRERSCHREL © Cochrane : 0, PubMed : 60, ik @ 87
PRIRSCHREL - Cochrane : 0, PubMed : 0, PEHGE :

W N Y Ky —F Tl 7.
UG W13 /0
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14. =5ME - HRBLE

Foreground Question 14-4 14, £E58: - ARKNE
s L UIBMN I 9 43 md ol

OFRE, MERBLE, ERFMELIMRESZVERIHY, BEFEHIERL

W 1% (#EIL—K2, TEFVALALD).
B OBEBLOHEROERS TEBMRTIOINETHSD R/ L—F 1, TEFY
Z LA~V D).
J
BR - BH

AHSRIELTEY A b1 7 4 — TIIERZ ZRRICARE LB SN A 2 EHH D, WHEHD AL
L72RPET O EYIRM A GAT SN B WREVED D 5. X7z, JEREMIDRIEAE & OF D BHEE A5 < B&
S BRI OBISIZ % 5 2 L b Bz, ARADEED NG SRR O A% &8 A R
HPERRERD.

W - TEFYR

ABEEAT DB B DIEGIERMIIE U Tld, BHEDFERPEM TH 5 2 L% <, 39%
WKBWTROEFIZEVHAT LI EDNLE NI EARBENT VS, 5 2 OBELRD ),
20, B, ANERREECE AR EEO SO (BQ13-1 ZH) 272, EHMOMEIE &
HIELHBH. ZOWE, HREET A 0T 4 =G 2 WHITEFRAAN R L
TUBA & 2 B 2 NV EEZEZ DN, WHITERONE & BAFFMAEEL L 25 GEETL—F
2, TEFTVALANILD). AR Tid 2 BRI & IHE 2o 7205, FEllIEATH Y, 7
FYIBIMN 3 2 MREE I L COREEIZOWTE LA 2w, L Lads, £<
OIHE BN TIEFFRE < S BT RREE,  BEBYLRREEHR C O XBUREED Z 22T S hTw b, X
BUREE IR A (FQ14-3 Z10) 12 R, AEEPHEMR TIEFEAKBRE VHFEHNE <, FHi< BT
JRRIRE, WA MR IR 2R R I ORI IS B AW REMEA S 5. $ 72, HRPIE T 0y 271 Vg
NS & 2 HEREAL 2 2R, ER A RIS X 2 BERBIOFR AR T ) il < BRI & 2%
BOARE D FALERTIC X 0, HHICIPIGEAHB L 297,

— i EF O LYIBIAT I LR < IR FRERZ 617 L 72 21 fFE T 2N ¥ 7 OFEERIL
55% L\ EATRENT WA L ) Y7 LT S BT IEANOEASA ONIRALE T
EINY ¥ 7 REBIM % BIE S DR RIEH LHFERZYEHZ L 2 72D, B2 L0 N
YITRMEHPRETH D, YN ¥ TR L THEMIER TR T T YR~ 7R v A0
W SN D DIFIAMHNI AL L 7 B

AP BE PHEAR TILE RIS HTE G, RO, RN 2 520 5 7200, L% % #i
WK L BUEDDH L. ARETERRIBRMIEZHD L " 2 X0, BB XUHEROE
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HRTELMEHTITINETHL HEITL—K1, TEFTZALAILD).

(HERZERKICAVDBRDEER]
TRV EE R FHE < D TR ORI R, KA L TRBEBENOFHEZIT, HELEL L
BB 5.

N ot
1)
2)

3)
4)

Rudnik-Schoneborn S, Zerres K. Outcome in pregnancies complicated by myotonic dystrophy: a study of
31 patients and review of the literature. Eur ] Obstet Gynecol Reprod Biol 2004; 114: 44-53

Keriakos R, Aziz N, Sidra L. Myotonic dystrophy in pregnancy. ] Obstet Gynaecol 1999; 19: 71-73

Crowley LJ, Buggy DJ. Shivering and neuraxial anesthesia. Reg Anesth Pain Med 2008; 33: 241-252
Kishore N, Payal YS, Kumar N, et al. In spinal anaesthesia for cesarean section the temperature of bupiva-
caine affects the onset of shivering but not the incidence: A randomized control trial. J Clin Diagn Res
2016; 10: UC18-21

N sZCLEDRER

a) MillerRD. 3 J—FiAR%, E6M, ATAANVTA TV AL Y F—F T aFib, HE, 2007

MeZRSCHREL © Cochrane © 0, PubMed : 38, [k @ 72
PRI EL © Cochrane : 0, PubMed : 1, EEHEE :
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BRIl

REMZDDOZE/RL TV5H. 2 CQ DMFKENXITDWTIE URL  https://doctors.mdcst.jp/
guideline/DM2020CQsearch % ZM D Z L.

=i 8. LRDEE - FEHR
FQ 8-2 [RIRIEFEIRICH T D FRIEN—AX—NaREFRZWNET DN

| Zr &
Cochrane (2018/8/3 #&%)

No Search Strategy Result
#01 |MeSH descriptor: [Myotonic Dystrophy] explode all trees 64
#02 |[MeSH descriptor: [Arrhythmias, Cardiac] explode all trees 9,212
#03 |MeSH descriptor: [Pacemaker, Artificial] explode all trees 784
#04 |MeSH descriptor: [Cardiac Pacing, Artificial] explode all trees 115116
#05 |[("Myotonic Dystrophy":ti,ab,kw OR "Myotonia Atrophica":ti,ab,kw OR "Myotonia 0

Dystrophy":ti,ab.kw) AND (bradyarrhythmia*:ti,.ab.kw OR bradycardia*:ti,ab,kw)
AND (Pacemaker*:ti,.ab.kw OR "Artificial Cardiac Pacing":ti.ab.kw OR "Cardiac
resynchronization":ti.ab,kw)

#06 |(#1 and #2 and (#3 or #4)) or #5 6
#07 |#6 CDSR 0
#08 |#6 CCRCT 6
PubMed (2018/8/3 #%%)

No Search Strategy Result
#01 |"Arrhythmias, Cardiac/therapy"[MAJR] 57,396
#02 |"Pacemaker, Artificial'lMAJR] OR "Cardiac Pacing, Artificial'[MAJR] 30,482

#03 |(bradyarrhythmia*[TIAB] OR bradycardia*[TIAB]) AND (Pacemaker*[TIAB] OR 241
Artificial Cardiac Pacing*[TIAB] OR Cardiac resynchronization*[TIAB]) NOT

medline[SB]
#04 |(#1 AND #2) OR #3 8,710
#05 |#4 AND ("Cochrane Database Syst ReVv'"[TA] OR "Meta-Analysis"[PT] OR "Meta- 275

Analysis as Topic"[MH] OR systematic[SB] OR "Guideline"[PT] OR "Guidelines as
Topic"[MH] OR "Consensus"[MH] OR "Consensus Development Conferences as
Topic"[MH] OR "Consensus Development Conference"[PT] OR ((meta-analysis[TI]
OR guideline*[TI] OR "systematic review"[TI] OR consensus[TI]) NOT Medline[SB]))

#06 |"Myotonic Dystrophy"[MH] 4,875
#07 |"Arrhythmias, Cardiac"[MH] 193,240
#08 |"Pacemaker, Artificial'[MH] OR "Cardiac Pacing, Artificial"[MH] 43,789
#09 |[(Myotonic Dystroph*[TIAB] OR Myotonia Atrophica*[TIAB] OR Myotonia 10

Dystroph*[TIAB]) AND (bradyarrhythmia*[TIAB] OR bradycardia*[TIAB])
AND (Pacemaker*[TIAB] OR Artificial Cardiac Pacing*[TIAB] OR Cardiac
resynchronization*[TIAB])
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BRI

#10 |[((#6 AND #7 AND #8) OR #9) NOT #5 51

#11 |#10 AND ("Randomized Controlled Trial"[PT] OR "Randomized Controlled Trials 6
as Topic"[MH] OR (random*[TIAB] NOT medline[SB]))

#12 [#10 AND ("Clinical Study"[PT] OR "Clinical Studies as Topic"[MH] OR 10
((clinical trial*[TIAB] OR clinical stud*[TIAB] OR case control*[TIAB] OR case
comparison*[TIAB] OR observational stud*[TIAB]) NOT medline[SB]))

#13 [#11 OR #12 10

#14 |#10 AND ("Epidemiologic Research Design"[MH] OR "Comparative Study"[PT] 20

OR "Evaluation Studies"[PT] OR "Multicenter Study"[PT] OR "Twin Study"[PT]
OR "Validation Studies"[PT] OR "Epidemiologic Study Characteristics"[MH]
OR ((cohort*[TIAB] OR comparative stud*[TIAB] OR evaluation stud*[TIAB]
OR multicenter stud*[TIAB] OR twin stud*[TIAB] OR validation stud*[TIAB] OR
retrospective stud*[TIAB] OR prospective stud*[TIAB] OR longitudinal*[TIAB] OR
control group*[TIAB]) NOT medline[SB]))

#15 [#14 NOT #13 11

EfhsE (2018/8/3 1#&&K)

No. [EESn, Result
#01 |MHEERESANOT 1 —/TH 3,927
#02 | AR /TH 104,498
#03 | AINR—AX—H—/TH or ALDEN—>% /TH 20,900
#04 | (FHBRMEANOT 1 /TA or FiREMES A NO T« /TA or 244 I NE/TA or AZA F— 1

NE /TA or EREMIA b=— /TA or EHEMEIA b=— /TA or EEIEFHERR /TA or FHFREME
DAROT 1 /TA or BHRRMERFRE /TA or IREI A NO T« /TA or ZEREFERE /TA or Fik
TTHERIERZEAE /TA) and (FRARMENEEAR /TA or f748 /TA) and (N—AX—7H—/TA or AL/DfEX—
> > /TA or DIHBREEEE /TA or DB REAE /TA)

#05 |[(#1 and #2 and #3) or #4 18

#06 |#5and (XX F7F U A /THor AT T+« v oL Ea—/THor %A1 K51 > /TH) 0]

#07 |#5and (RD=X&F7 U X &A1 KNT1>) 0

#08 |[#5and (XX F7FU A /TAor VAT TV 7L Ea—/TAor &A1 K512 /TA) 0

#09 |#5 and T & AfbEbEEEE /TH 0

#10 |#5 and (RD= 5> & AfLEEEEER ) 0

#11 |#5 and (> X LMk /TA or EEBL /TA) 0

#12 |#5 and (BFEMFTERE /TH or B2RIMET Y1 > /TH) 0

#13 |#5 and (RD= %7 > X LMULLERERER | LEEAZT ) 0

#14 |#5 and (=Z2HRAE /TA or JZZ2H9MZE /TA or EREHZR /TA or HEHrRRZE /TA or BB EMZE /TA 0
or JERIXIIEARZE /TA or BiIEIZ AT /TA or J78— NAZE /TA or ;BEARAZE /TA or BT /TA or
ARRZE /TA or SRIRRTEEMEMZT /TA or WERAE /TA or SHEERERIMZE /TA or /51Oy 70
214 N /TA or BZ2AAE /TA or ERpRatER /TA or 5 | #B588% /TA or 5 | #8588 /TA or 5 Il /858
B /TA or 5 |V #8588k /TA or /7 AAF—/\—HA3E /TA)

#15 |#5 and (PT=R&E#H ., fask) 3

#16 |#5not #15 10
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O EMERRTIO—F v—h

NGC NICE PubMed Cochrane E#3 EMBASE WHO Psyc INFO® CINAHL Others( )

NA NA 84 3 58 NA NA NA NA NA
Total records identified through Additional records identified through
database searching (n=145) other sources (n=2)
Records screened (1st Screening) Records excluded
 —
(n=147) (n=124)

Full-text articles excluded,
b with reasons
(n=15)

Full-text articles assessed for eligibility
(2nd Screening) (n=23)

Studies included in qualitative synthesis
(n=8)

Studies included in quantitative synthesis
(meta-analysis) (n=0)
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