


SVYPA wlow Sy él.» (>
i 535 9 5,1 i3] 0309 Lyyd AoMS [0 pms Sl stpms dilows 255 1 mesili g doz i —  dlie NS § 2S5l YeSleg,ss
NF0 bo,l8 ol 8

Tz (S, pae e YOF
AVA-SYY-F-F-OYA -5 Lo oL,

s3lagl agl!
Ll S ol s
Muscle and Neruomuscular Junction Disorders 2025

Inclusion Body Myositis
Limb-Girdle Muscular Dystrophies

Inclusion Body Myositis
sdsboega) g Mae sla LU - Muscle Channelopathies and Rhabdomyolys

Lo (Sbgidg s

RC fof

AP\ F

V- YYo¥
hin; i PSS eid g oy | awas 0590 9 iyl (s3031 0329 o0 4dlS — alide CYMST 5 (Pl ;Y gKulog yg8 1 lS (lgis

-8 Jsl:plz <9 Muscle and Neruomuscular Junction Disorders 2025
M5l S0 (Kb s> Slons 5553 il 3 402 5
AVA-FYY-FF-OYA -5 :SOLS Lo, ol yLics! : il
Ju, sl )

(8 Ol e — 3l Sy 1l yS g 2l 5b
859 s 5o Luo — Lsw, ol amino g (g >

A Salg ) W ALY oy ¢ = Meoilg) YLLA — (r9ia )5 - Ml Ylawe Ylig :gw ST
P\ 419047V 0339 wlos o plasd =¥ — FFEMEVY =) — FFEAVY'E =¥\ — FFENADY- : yules o louds
www.residenttyar.com

D)1 (53931 3,5 31yl 1 (SIS pa 2 A3gS )




oS> 3Y oSwlog 499

das YW o

a5 Sye1 9 Wyl a0l 0519 (wyd S

Muscle and Neruomuscular Junction Disorders 2025

uosalig ana

S (S (> dlow a5
glaa.dg}in”aaa.zm’“
938 (S pole cuSlily ole Clun







My a5 Gyl .l LG CBIes) § 393880 GBIs)S a5 (5)5s)g) Wl gisGus § gulw
303 @18 L g 35 Crosd @ ly el a5 sls 91 Cundy Hldl @ .3)5 GidT @ld b § Cadgaly Jhols 1y
30003 335 9h3ss @ 1y 0T (5 boha euw) g

h asol g el p3dgeT )3 B 05 el 9 85 @))S Casl) plgaciBaia g Caal5) ohSlb ) (lss
@5 Wd)C (ATl @ @IbgeT

ond1 b Glos g 0393 G @ bS5 (Sibi bigs] Gas el ) gy § als L)
OR0ATS Yais )) aibi5 Jlw 1A b GibsT g yas 5305 b ¢Sy aloaa )s ¢ibjesT slacidylny
w831 )1hB 304 Aublas (u)iws ) § Al |y Sgoass ()3)3g) o)lgen

20400 )1 03(a3w1 b § o3id (5)0T3)5 STo)o)pd anus ) ¢3¢ sy (563ns a3 ang3 b g) iy )3
J)NS 20)3 )1 )35 Jlg) )s 9 0303 ui)d) § @lis ) epas Lalys buwgd (silwply) 9 Eaalbis 93983
azllos O Gl sasl «Cuwl asls PolLo3A) sgd @ |y A ad) sy3bw ) zan b HLEU)) 8IS

bl )10 9 jo) Jlais siglad ) b g) gy Eals eled

OYUNI) Jolms)yse

o30)y ployes






|

ODISAL g 5)0Jg)ed (58198 (LA (oTs (SAs)S § Jops )y GBS Wals Jwols G5 o)
0L 1 (5)huy sy b a5 slbjga «uwl (Neuromuscular Disorders) ¢,3lac — ¢noc
)y glays § 0oaak3 sBy G (31 )1 23810 S)s Lol sy a5 @y 83383 9 Hlgdss IaTyl ) o Tiby
Bas (1005 B Cuwl o3ib (2w «an)3 33} G955 )3.30) 0 Jald @3 (uoc (58318501030 slacs)lay i
sils) (Sdc-¢poc Juodl ODISAL da309)e €13l posas (Slosaan easlds (elc (s)sciilsl
(aac § Cuac )lg3) SawgiSLsg)IN (oA (5a3)539) § (I5)8 99 slasilaw (UnghS (iawlis

33)3 Sl adih) p3) @) plsiadBlle § olsaliils sy eed B g olo) Gy () @
(Gl asaw gwsigs § (lama aabl )i53) phelgh lognis eleslgils @ daal sise 1y 151 o)
salsl sy 8)aT31 oo (3Aw )y PLIEYI SlaCylas a5 @S5 (8 EIAEI(iams slaw )I53) )31y 9
3 bl C1g8 )3 (5895 338)0 (038 HLGAMIL (Sl 33lgTy WES B3l a5 spsl .Cuwl 5363 s ()

S)sp olac) egle )l 535 g s sasls o)

s aslaw )35y
obac) g y2s poviais

030)8 (ils)y elc d3Shils ¢ale Cilaa






" Slgae sl (sl 9,5 9):) dlio
o Ogoelel mglS (Somleo:Y Allio
L 60350l Stwlio Gl yoiuw g (ygs - yao¥  Stalso 0 yiw i 2 alio
ay Facioscapulohumeral Muscular Dystrophy : ¥ allic
14 Limb-Girdle Muscular Dystrophies :4 4/l
wa Inclusion Body Myositis :# aJlic
) Selgrl lecll 6o Slygno Y Al
WY ... abiogudly g Mlae s U oIl Muscle Channelopathies and Rhabdomyolys :A 4/l
v Sy ga (B9 w14 dllio
™ B Slbgudg s s :)e dlio

|| f —— 306 s slow gl (Sloyoys 9 910 dmwgs 30 IS Jiluwo g g 3 ¢ o9l :)e dllio






Um0 519 gaaduid 8 5599

RV

9 i Plie $las s 551 oloys 5 s 8l ol olis gt alisleil 5 il sloail plisl 5 il )
Sl plizeed dlde g ool o0l alie g (23Rl (Ko Gla Sl 3l )l Larts o S5 Gl &5
iy ool (S.555 SaisT 155 o st Sl S5 5 ool e o ST Dt Slos o 3] 5 o s
ol s 09 plonil plhlew 4 ol (Dae (g low (anseis Sl sl Lo o3 ples b .l (g low lapacile 53,5 (1395 9
s o (ST 5 Sedlse g0 b ol

dodso

S o e baslis 5 @M 5l gagamme b b Lol cites (Seal s oulidide Sl 51y ol (Sl alae lags e
b oomsls sl slopyons aile (Mlas-grae OS] plo b (Spie b laatdl 5 @Dl (Mae slags o
chr b Sl oo sl (i oras (K85 50 Sl carsii JlHl K o oo EMG glaaidl i)l (255> slalgiseST
2ilsi se (i sl b onl 2 odle 315 (oo (a3 T8 S5l ege (Flisee aled sl 4l y5ill o a5k s L
b G5 0355 Solast ke e JUEl ST Slgeo 1 i 9l e 45 Wit bagys o Lics e slosis 51 20
S o 525y Gl |y ol S S et ol ol dod st oo b il S5 4 s sich

Boes a5 witen LS LT 51 (6 ,%eS olaws a5 Jlo )0 gl oo 03ld Larkedd Suti Opgo & e slas lan i
Slais o 3l Slesarmorn sl b gl oy o5 o 5 aiteen Sighe b S5 «Slpli sim] abanls b (slo Sl gno
3 Slesr 42 camlio Sula Sl sl ol (Shgen S e (arS sl uyies 3 (ST slaSlgne Baae ( Dlae
5 Koy alsloe Wils Lwyiwd jo Sloys a5 Slej i ol pte Hloms (STt Sl g Sl b 5 ISl ol jallas
ot 5 ool SFE o b I8 sany )T g Selal (550 4150 i) Slanzls B 51 il o Sty (sl e
S92 5138 plajl 2l 3590 Slagls (it @ 5y S cnl 2 ogdle S (5 Fslr LMNA Dlae g s 4 Mine
o 1) (90 Sdhas By yieud dray & ko 2ile) ol (5l Lo £l b ol S5 slo S swe a5 (FDA) susa YL
candeis o oo Gl |y s adeis Cawdl Wil ] e g e ialS g (g le Dol Sguy Juilly a5 s o 1,8
B S (S WS Sllne (6908 58 S gl Fgige] (cow (Sl (Bl 5l ]y Ollew Wlsioe (aizmen B30 (S
b o5, oalles ) il anils ) slalisme b (S yite Suislsilpes slaTiy ool (Ko o ooy b Slse S
(o) abanls b 59,55 Sbgws j0 colaislé o Sbgwe ol s sporadic late-onset nemaline myopathy

Lsu)fduy )l JJ UMM.) L)lS“" ! uiM LMM) s@)| @LW uS.: .]a.:‘)..: )é ‘U"‘ » OBBLC ML;Q OW ‘) G)Lo.».: LSL‘!"'\“’L“"



Sy b jooT 9 iUl U sy e alac SV 5 Al ;Y gSulog g

bl s 53 (D las o iS4 <SS (sl B 31 (slasgorma 5 wal,d 1y (6lo b 51 S el 5,802

Goals WS

ilooe 5y90 |y calin 6,y g a0 oo 7y )l g DS sla Sbgas 5l (5 Les ;o Extraskeletal slaplal 5,5 00
B laos 5 1ssbean sboaist shls a5 Shleaw 55 Hbasmls gy 51wl oo (Gl Sie) Lk 1o slaplail (6,05 ,0 (S5 ®
A5 (6 Sl (LMNA k) witn

s Dl (ae lon pasiis lp plizes (So5d dlae 5 (b b 208 (sl )0 axg JB slacd iy oo lc®
]

il 5 g oo g S oleiST Log ) S o ol o> o &g 434S Ml (5 Lo @

eaiid g w9 (Sl Jb 20

23 0ig g He) (5 lors yms 5 (ro3m 3l 2o 0l ) (g loms S pon e @le £9,8 ooy Jalis b (b Jlo 5
el plasg; £9,0 a0 &l (aseis gl olag e Wl so a5 Al (eaiSoge Jilie o lal> 1o ST« Sagiml gl bilie
Al Jolae Loy Slolil ol i g b i) ISl slags lxiali b 51 osas 4 el 5] Shsee G samslis
3l3y3le (Sl codigpinn (o8 Ll b Ll o )39 £950 b sl Sligas loo ;0 a8 olyen (b A (5055 IS ol s
alauly b Se) ol LTVl ol o ol b Sligeel b3 oo gz 55 ansl 00 piy pondy 4 45 Dhiae (g e & |,
Slsas (503283055 jlsaagl ol 9,5 058 g0 et (St Oypo @ Voo st i b (Slgne &S J> 53 (e
o) Sl (sl gilgne 295 n paseie ;Ko selgmagly b el g0 )50 45 el (51 b ) (158 i) Jigie (oS5
b (Shgadgyimnd B SlgnaliS sl Sin) (Dliae (slo By yimsd (Dl jindsns 59ne8 I il Jgioally (i)l 3908
Gind 1Sl jdsmesiyl, b ailyi e 45 aiied 5,1 ol Shisns 5 loised RYRI Shseo M) ool obe slolsmo
O 5 (e grae JEl 5o (ali 4z STl sloyes gld onasplis Cuul (Soe silgrogil; Baled (g0 Soog]
gd 3, Wb (Sly, SIS ( nSLBLS o)  dlas- as i

(il b il oo (ol (S35 (Slgme So g il adls Glhgren sla Sy 5 @dle Sl (e ciliie slacde L sla lgae
(sl Jb g ol ol o ( Dlae sl lon (s slp el Glap 58l Jles! pln (onl il oS 595 lacaisid )
0dig i (20N s b Wilgh co 0 l0 sl e £4,0 el aS (gl alavly b 159,50 Slsae (Jlie laie 4y 0,5 blosl sl
3659,0000 155 ewsl 231 (o220 09008 05 50 55 S oo ol 058 5 LS5 Gl jo (Dhae (Fgtans | a5
(=) 0,50) 09 omdS olos,l g dads (5lund 4 e 5 OIS 59, Sl des s b Wil o (MADD)

et g (] S8yt b ilon nlpl ) JonS ceed (Dlas (s csl wiilsi oo GMPP 0 Siisily sloaiss
sl ol Gl 5l (T aidl enig iy 5 98 90 JS )5 0 wiilgie 0030l o Slses s Suog5ml selsesa,
590 SWS i Al yo S Gl Shge 5l sloasl;d slass a5 (bl asils oy 4y ol e (pimed sl ot Ly iSRS
WS oo F Sl e G ) pansets i jsb 4 Dl 33 (Solgls aile Sl )3 ( Sy cnl WS o




Sl Gy (el 5599,

g
* S Ul jgol g ol Ll jLcosg jy
1

V=) s
5 ) &5 abd sln ol (S il o5 anml e SIS @ dly LS T Jlis a5 (Dlae onigpiey e ole £ il b alls FA 5
055 o DS izan 5135 s B 151 005 Gy Sloydoant 5 (Sleyssin «oosiSead b 8 JLo ¥ o pliy olloye
5 B3 plail ol Gins ol anlee Cuilis EMlae &j08  saube b e ilivlgess @dad b e loyd Clivlges b 45 Sy
oly 4 o8 gl ind s 4y ingy oads Lai> whlae (225 glo 813 ol Lt SBLae s S b (Bo 5T ey JlerSan Sl
Silisen 55 > 15 slaJoostis EMG (2 15 9515 VAT 1 205 s gxurl) 052 S5 9 9015 SYE S (oS 0505 Jins 55,
GogPugs Sollad og 550k 559700 9 JleuSgp LA 0 a5 ol (L) (g TEC b (slal> 1o wizr oS atals (e obgS (i) yitie
— S 9,900-Y ‘_ng‘_g»)Lgb.'lj Sl plis 1y caes Jobo 4y atuly g JbgusT Lo cemas Colde Oldlae il 0929 (ranboyué
ctlroniign Slallae isgy gite iy ot (55Sojlwl 33 o5 Cujgrn b e (slaissbo il g 5y, A TS islS et
saimsylis as ol lai 1) el o samie JT slaasnl 2o ilidl g 95 j0 alisee sla Job b (s IS ] soaie slaaigs il 33l
Br-y U g AV-) U)ol Lz | o 0,033 Sbgas cliae o g ool (MADD) 5659 0000 A (o 5155 Juawl daxie 9guaS

555950 ETFDH (135 Lo <l lg 99 asess s osalive ()15)08 15 (o jos 900 9 05 £, Q10 025155 5 agMlos of sl

5,5 W5 L, MADD  jaseis (ol aiils 0925 gl caadle gy ,lgs 10 04 0 Slgiin 45)

FIGURE 1-%

V-1 s

L oasie Hae slaynd a5 HEE) 5680 5 rbenSgilon b oo (5500155, abolie ol V=) 0550 50 jlows alae  cwg
Ol L oh (6 juelo S5, o e (o als) wlos,S Jil ) wedlysS o JS il o5 ams o sl 1, oo 4 (550 (sl isSTs
(a8 sl (6, 50,8 (6500155 ) s o LS |y ad 51 0 sla 5585 a5 redO

Juli

saxie (sloaiss olidl .l 0als 0ols i oy 10 9,5 LIMADD 550 (ol 10 a5 jalailas il (S wilgi o ol Co 0yt (Sbgas
i lon SlodisS A o 7 okae |, MADD @ 4y o0l 0 s JT glaasl s (ili¥l 5 95 10 calisee gloo )il b (s S ol
&375 L MADD el yiy ETFDH (gl56 lows slodisS g wigis .o MADD el ETFB L ETFA ETFDH 5 Colie Jlogs5!
Al il 0 NN o (S aigS 90 a5 oy lid Jlews j2le3 0 ETFDH. (gl6 lew 4565 o8 5| (S0 (andedd digd oo Loy
Sosg > sz £975 L MADD @ Ms o 1005 4.5 a1 (S (Sloeiily Alde cmgmr (0955 s 13 (2l DNA)
Bpasly oy po £9,5 b MADD & Ske o jlews 551080 Cobs Juds 4 wilgs oo 5w e Slgyg lows cpl y0 (Sl ol b gl oo (g
230 Oy & e 50,5 00|y plrandion (slaatily wlie puggn Woandsy a5y 095 (50 2,08 Q10 35158 5 (2 Dlosr ) JoSCe

358 oy dbls b oy ol jo 1) Sl b el Slgee g 0 S5 ol bt (sl sl cp o




Sy b jooT 9 iUl U sy e alac SV 5 Al ;Y gSulog g

has Sl aily oo (Dlas sloglon 1) ol (Gl Jb 58 5l (25 (oodar 5 (oS (I8 @ Dle 390 55 iy
e ol 3 @ v b el (6,85 el Sae) wde sl Lol slacS e glolid axsl axsls ISl ) 2
(g, a5l cpgons (om0 )0 (38,5 )18 dauilinl b (oS58 (ouSg om0 aiile el (oyme )0 (58,5 118 «Sei oSl il
ol L s 03051 e 4y 5

« key motor and nonmotor milestones S ,> & 5 5 > oS e blas b o, Jl> z,0 Jobis wb slb Jbo 75
Ol Sl (San (S055 (90 50 5K Slogyd s (e bl ddl Sty b (g lon 4 Mine (VLS5 5 S055 (ke 5o ol
Olse ksl 5o (559 oo pas ol Dilae (623 (K b L o j9uSls (g )50 CMLae hnd 4y gl (9,55 (e 000
£ o e () Sl e i 51 (5 el o Bl S 0 sl e, el g saim ol el (San S055
S Sl 55 e oo et 0350 2 oSl plyie 42 a0 | oS Sigan S (b Sl (Se 5 JoIS (SK8 JI>
Sonr 3 planog) mits b " (s 5he a5 S so Joima |, CACNAILS Slgeo L RYRT Slgas ool S slginga jlzrs
S8 I 9 S o oo |y Sadlgtill Ssen ool Al 5 o o [y (05 gie ST o sen 4 i
55 g e | oot el b lpon oS3 ellas, i

4o l)...>l a5 5 ke 5o dind (Jlie lgie 40,5 blasl jame Slews Solel pas 4 cind 0ls Cud 3590 40 b o IS j5b 4
Shgee S92 3 S 0aisS s slag)lo b loasds fwlgSd o5 <8l ,o 5l G ofag 4 el 0ol (5 oy slacadl e 23y
S 9S (oS gy wille) SenS'gisee 05l slag)lo B 0gd (ow)yp Wb Jlem lag s Cecd ams oo WIPN, (Sl s)len
52975 AL o5 (T pdl 05 (5510 S ol iy T igd i (il o3l o (S1000S lgm (105m0T ol
(i ans Jolis aiiwe (Hlae 5 ke oains lis a5 odle 0 ol 009 bad e Loy g9,8 L MADD L gl o
L ilo- Sl Odlas s a5 WK cul dae S35 L oldil g Ohlae b (( Sas 9,0 (b)), Jeod pas o s
) e SolT 3y alEno 83 A8 o IS 1, kS S 5 (sl i 4 Ol S e 50 ] (kS
L lsise ) plail aMae Gaxs o5 Jb jo el ailids amadliiggumd oaiws lid Clél Shas 4 M jlows 10 59, Job j0 0>
osind i Cenl (Sas 5 Sl 5l SIS )0 Gaipy Jeod pue g (Shed )l )5 pSojlul Edlae s ialoj]
23l So3edgy98 e PESL (slare; (Slgae

0,0 a5 J j0 e F) (Sigigme SYMS o) Dlae O e 5 el b Cujame dige) 50 Wilgi s cl il Cdly0 050
56 b lgee ys chlas (K38,5 ol (Sdpilin sla il see M) alise 13 (65,5 el yo s oazas ol weled 51 sk
S o ooliasl dae Sloliil | Sgisme i i dinosi sly "ol 5" 2 Masl 5l gl ol o less Lol sl b5 5]
§| el 580 hless 15 0,0 EMG  Stcan ol 5 sunl g a5 5l Dhie iy twitching ay by pe slo 335
Loy g g5els (Mae (ol o zge alex 5l oy 5| cawy ciub oy slp " twitching SMae 2" ol
i8S k)99 Sy g 3 "5 55" " TUSLY 035555 131 1S o3liil agislS 2 L gilS yen dnmaS e
See) (smir 5 OO (5,5, aimd0ls 0 Sailigme ©y90 55 sairsd (siaagd Sille (5 oo el silgragid
ot S5 s 45 I 5 s (sl (gl U laniS o b L e e il Syl o055 e lyen

.L..JL! o‘),o.ﬁb Jaa.:roLi ‘so.m} J>|b ‘swt.wwi \_SJ L) uo‘.> 6&@149,.9 L: A:‘y‘;a as ML} &)‘9,‘9 ;_j OM\)uLﬁﬁJ Sl ‘J.iu




bR
Sbgmo §l @ (panid 9,50, % Sy U jgol

Slusen 575 sits (5,3 (Slais o Io s 4Kl s a5 b a5l Jpmno (il Slisns | iy sl JolS (ol wile
4 Sl e s L olyen (L8l 0920 1S (oo (oluiST (Gligas 5l jin 1) () (Sl Jleto lows 00lgls slael 51 (S5 o
G572 60k b X @ atly e Jlogisil Cilys o aled sl eolgils (e gie Comiz S S o)Lil (slatee sl

WS sed 0y 1 (G5 Shigas coolgils S o wlie (oM 0,8l 59 g pus a5 il bl 4 Wbl

o0 Mo 0,8 ondgl ol ol 9wl asls (de novo pathogenic variant) wax sljes low 4355 <SG Col o Jloe o
51 sl aals X 4 anely cshie o lom o5 b il 03, &l dy ceodle sy BB sl 5 oslie (6l S5 el o0lgils
b e oe 0550 50 SVlgu Jolis b Comez ol jo (Solails JolS Jlo il ol oaw, &)l 4y caadle 90y yole 5o )b
(S 3 0938 Galowt et (o) (oilB TS S0 ((Flgragsd )5 aiile oy o5l slacs Lo 5 (Sl s ler
SbaieS (wily o il puS o 0 et d MOl Slamiwl g lgsiwl o5l (6 5lows « ALS;S.@S)JHT sl 59!
Gypax diplas aisd oolgils G o Sl SIVL jo aF jshailes ( dsid i 4 i wilg o el sloys 0 156 Lo
Slowr olom i By & Wl oo e Ll e B85l S b oS (b (nl bl a5 n e QG 50 50 00lgils Ll

AS SeS

Goals Ol

S oS 858l meseis 50,8 S by ol 4y wiilss e (o0lgils slasl b Jlams 58wy (oo iyt W) sanii yolic @
s oo (L 1) 09l come lag; 5l Slasgeme )y (Jlumd (Glges 10 pE (Dae slaoy S o> (55,0 @

gl oo 1550 Sl slalsee 4 M phlen 0 i iz gls SDlac @

1) Spsrort Sy 5 0558 ol 1 Lol Slsee o Wlgi e (oS )] 251 He) polote (1l (sla Fhg @
il Jilas

wiz Slsitiyn ( Shgme 4 e jlaw 5o Glseinl o3l (gilans b Jlygreisiis,d Jae Jlgs o 55,5 03,85 Goler b Lo o aalels @
220 oo L | | st

St s Cansl (Siae 451y layd BB dd 053 Sl atilsie )il I slaaead 5 Leodly ()5 sl L5, @
BS sT sl sl

b sl
Slidss glygd wbie wul 9290 5 (6,500 sla wlie 4> 51 .0 ls &dlae manual aules b o038 (6 o jlusl 4 5L5 anlae
a8 00 Lis B gzl oosas las ¢ a5 B U+ ) Cewl Odlae &,08 soax o gl wlie o geadaslis MRC) (S,
@ el 515 090 (slablie 503 sla b))l 18 alejgile (as and gl sunled gliul sl Bl (2 (Sl (ab
s el & i b 3l hae e (el b legl Sl S50 a0 b GEAS (53, ot o Jie plsie
il 4S5 lo Laim 5 JSiiie (WIS o Sgime |y 8 o el 48 il azils b o 28Ty Ly aSiyl jK0) ol acts obLae
3 il 50 JSie ol 50595 galS g (uo (SOLBD 40,5 jaudlbnST O ae and oaips i ol 4 Blo ol b 0,5

L sl ST a8 conl cpl o 4555 . Conl (55970 @DLae Cars oxia)Lis 5 letes ;) o ande b caiy @ oalss >




Sy b jooT 9 iUl U sy e alas OIS g piSSls Y gSwlog ygi
S o S ISET 1 w5130 5, hos DL el (Ko Sy 4y 0t 515 oS 0l | (6 jgmme M Cinds AilsF o i b
(14593 dgtlogalS gl Sice) oS o2 % M 3] oliiol 39 diygi )| el Canl (Soe g a3 Lt | a8 Mlae bl
003 oo ) w513k Il Gl (gl gy 5 lons (oS oy Sypm 45 iy ((ooSd Dhae ol IS

SO GB oy 4 e egde GugislS alae 0,08 als o)l J"‘"L’ O3y oly el (GMas gilen ) (LU el
4 Ankle dorsiflexion cies 058 0 599,90 mle el o, Jate [guilinsT Odlae ars a5 Jb> 0 w4i » Waddling
XS (g5 ot J83) ol oo ylozr alde s ol (S iz (523 0l (35:85 Jolodi 9 4505 0iS (o0 590 b (SO )90
gl b Jluwogd Sl (5970 (Jlumd o Jloa 59 c(soges chnd &g 4 ailgion b Glgme amo lad | 1 3l SDLae 5
sapalis el Dlac hns @ je S 5, (eXtra ocular) eie z,l5 odlac dgpl 5,50 L > b Jlyesn oJglSal
e 4S5 S a9 ()l Ygane 5 Jlog T chad b e8] sla Slgne 2551.0-) Jga2) Cod Slsne ol 09,5 05 S
GBS Jlor 5 Sae sloog 5 4y il oo Tam Lol 050 a 9,8 Jlms 51 Sl sloFlygmn o chnd 4z 5145 el o
Mol Lol (fOcal Cujore 52550501 mon Cujome o) 9iily SleST L 5,1 ol so Jbiws cind b ol yon (slo Sl geo by
@ S ()l (e Gl lon )0 fiiny oedar hrd g o)l and ojls o)lal Sl SMae lagslen 4 Jlus Slsee
A=Y Jooz) e300 &) ST slags Lo

TR 3 (Stg® 4 e g oo ] Cd iy o yele & ol o iy (2 otz @l s Jle 5l (S 2l S (s
geeald (Do (B9 7nd (Sgigen (B9 s wile) ()l (e slacs Lo 4 Mie hles )3 Cunl (Son D90 hnd 09h 5 pae
Yobve boie glye arane &) oSt (Dlae sl lom a Mo 381 )0 (rizmed 5 ()9S 5ie o Shges oIy slylS
xSy il (g lew adgl jalls Wlgs o Byl Al a5 W )ls &y9e cans dnclusion body myositis « S o) jlews 5 as o
ol (6 Lo adgl allay & a4y Ll wrs 7, 5l g olusST Dlac Pl g0 0 0 il (Sow (ot LA

e Olayod (62553 oy 4z Ko ol atily 1l b ganks Mlae slaglom 4 Mie o )lors 53 Ygane (lae o35
b wlgioe S8 med Dy ol ails o ols Pl ooied bl isu Glaie 4 az g i job 4 4z (635 50 (rae
L CRYAB (sl 5,lers sloais 51 U (s0lj58 0uitsS Sigiyeed D pradgee (Shses aiilo bl baiyo (Dlae gilom S
oS8 TPM2 L ACTAT (slis lon sloiss Jods 4 waipo o (ial3¥l 1) pendS 4y ol 057 00050l gl il 5o
il ol b 58 leule o anl wiilgs s e oS




Sl Gy (el 5599,

g
% S Ul jgol g ol Ll jLcosg jy

TABLE 141

Pattern of weakness Muscle disease

Proximal Limb-girdle muscular dystrophy
Duchenne muscular dystrophy
Becker muscular dystrophy
Myotonic dystrophy type 2
Congenital myopathy
Scapuloperoneal

Facioscapulohumeral muscular
dystraphy type 1

Facioscapulohumeral

Facioscapulohumeral muscular
dystrophy type 2

Distal Leg, anterior compartment®

Leg, posterior compartment”
Forearm, hand®

Facial and distal

Oculopharyngodistal

Myotonic dystrophy type |

Oculopharyngodistal myopathy

Oculopharyngoproximal Oculopharyngeal muscular dystrophy

Oculopharyngeal muscular
dystrophy-like

Emery-Dreifuss muscular dystrophy

Most Common Patterns of Weakness in Inherited Muscle Diseases

Genes

Various

omMD

DMD

CNBP

RYRI

EMD, LMNA, S¥YNEI, SYNEZ2, TMEM43

D474 repeat contraction

SMCHDI + DUX4 expression permissive haplotype

ACTNZ, CRYAB, DES, GNE, HSPBS, LDB3, MATR3, MYH?,
NEB, PLIN4, SMPX, TTN, VCP

ADSS1, ANOS, DNAJBS, DYSF, MYOT

CAV3, FLNC, RYRI, SQSMTI + TIAL, SMPX, TIA!
DMPK

LRPIZ2, GIPCI, NOTCHZNLC, RILPLI

PABPNI

HNRNPAZBI

2 Childhood onset for MYHZ myopathy; childhood to earty adulthood onset for DES, HSPES, and NEB myopathies; adolescent to early adulthood

onset for GNE myopathy; and adult onset for all others,

" Childhood to adolescent onset for ADSS! myopathy: adulthood onset for all others.
© Adult onset. CAV3-myopathy affects small hand muscles; FLNC myopathy preferentially involves finger flexors; all others mainly affect finger
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Most Common Muscle Diseases Affecting Extraocular Muscles TABLE 1-2

Inherited myopathies

# Oculopharyngeal muscular dystrophy (PABPNI®)
# Oculopharyngeal muscular dystrophy-like (HNRNPA2B1)
# Oculopharyngodistal myopathy (LRP12, GIPCI, NOTCH2ZNLC, RILPL!"}

4+ Progressive external ophthalmoplegia and progressive external ophthalmoplegia plus (mitochondrial DNA single
deletion and many nuclear genes‘}

+ Congenital myopathies (multiple genes [eg, MYH2, RYRI, DNMZ, JPHI])
# Myotonic dystrophy type 1 (rare) (DMPK)

Acquired myopathies

# Thyroid-ophthalmopathy®

+ Orbital myositis?

# Immune checkpoint inhibitor-induced myopathy

# Immune-mediated necrotizing myopathy (rare)

? Heterozygous (3CGex or homozygous [GCG); trinucleotide repeat expansion encoding a polyalanine tract located at the N terminus of the
protein.

" Heterozygous trinucleotide repeat expansion in the §' untranslated region of the gene [LRPIZ [CGG], GIPCT [GEC], NOTCH2NLE [CGE], RILPLI
[CEG]).

© Mitochondrial DNA single deletions are the most common cause of progressive external ophthalmoplegia. Several nuclear gene variants (TYMP,
SLC25A4, TKZ, DGUOK, POLG, TWNK, POLGZ, RRMZ2B, OPAT, MGME!, DINA2, SPG7, AFGL2, RNASEHI, CIQBP, TOP3A GMPR, LIG3, RRMI) can cause
progressive axternal ophthalmopiegia or progressive external ophthalmoplegia plus, with the most common baeing genes encoding proteins with a
crucial role in mitachondrial DNA maintenance.

9 can be associated with local signs of inflammation (eg, conjunctival erythema and edema, periocular edema, proptosis).
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TABLE 1-3 Most Common Inherited Muscle Diseases That Can Manifest With Early
Respiratory Insufficiency in Adults

Myopathy Gene

Pompe disease GAA

Myopathies with myofibrillar pathology Multiple genes, especially TTN, DES, and CRYAB

Congenital myopathies, especially multiminicore disease Multiple genes, especially SELENON, MEGFIO, and
TPMZ

Myotonic dystrophy type 1 (rare) DPMK

Mitochondrial encephalomyopathy, lactic acidosis, and strokelike Mitochondrial DNA genes
episodes (MELAS) (rare)
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