IUoNIBUNUR
N1SdUvsIa=N1SANASNUYN
gJoslsAnduitioidougisuu
W.A. 2568

Clinical Practice Guideline
for Duchenne Muscular Dystrophy (DMD) 2025






HuINILBUHUGANISITIATUATAISQUASAYD

IsanduiliolFouqusuti w.A. 2568
Clinical Practice Guideline for
Duchenne Muscular Dystrophy (DMD) 2025



—

g uuINVBUUANISITdABUatAIsquasSauIf o
> Isnadutliatdouqusul w.A. 2568
Clinical Practice Guideline for
Duchenne Muscular Dystrophy (DMD) 2025

USSEUTEATS  ANEYINULINB I WINIIYUHURLSA DMD

WuWASUA 1 WeAINIeU 2568
AIUAVENSMUNIZ IV RAVENS (AU 5) W.A. 2565

o

nudiligmseasnideusuulaglilasueyg

UBYANUTTANUNTUV BTNV AYAL YUY

XXXX

ISBN (E-book):

-

varilay du1ANNUNTUTEAMINEWIUsEImNA e

a1vUsEaImMIng] A1ATYINUITIVAERS

91A75 1 ANEUNVEAIANTISINEIUIAIINIBUR U1 Inedeuding
270 QUUNTEI 6 LWATIVNT ATV 10400

nsAnN 0 2716 5114



AU

Tsandnuiilerdeuguuuil 38 Duchenne Muscular Dystrophy (DMD) 1ulsandnuiilegeuuss
nin1sdrgneanianssuiuuaznuveean neliiinauynnan nidinansznudeauAInNTIn

Y9I UBkaTATOUATIOEININ SINAINITUNINGRY Wi lsprilanazsyuumaiumela Failug

J v v {

n1sidedinneudeduais waznaliiinnisenisnisunndigs egrelsinin Jagiuiianudnani

Tugnunsidadeuaznisinwegauin Favdsuuvaslianedneg1eiitedAgy

[ o [

Mol AnzgTavhdsladariuuinimsitadeuaznisguasnuilsa DMD lngodedeyadnn
nangIuTIUsEIngatantufounsng1au w.e. 2567 teatiuayuliunmdnaly, nunsuung, nunswnng
lsaszuuUszam wazunndarv1duiineites awnsaidrluldlunisquadUie DMD deganunzay

Taggandsliynainsniesnisunndarnsaurluysuldliasnndesduuiunluaniuneiuiavasay

lngfiansaunfmsnensiiled waratuayunisguagUiswuvanaivivndwieliiinUsslovigean

Y 9

o
a

WU JURTLASuAusndelusgrefiansyinendenuisunnduisussinalneg,

FINEIFuLNngvAansluyuisUseinalne, s19Ine1deunndeaslsUandunisussinelng,
ing1dene1sunndursiszimalng, auiaunuisuszaminen (Ussinalne), auiaulsaialaiin
wiaUszmdlve, auiaulsaszuumglavaznviidningaludnuisseinelng, auaunuisnymans
NBAUDIMISharduwiaUsEmalng, aunpulasuiniswneislsenalng, aunauseulsvanuas
Togulne, aurpunviugeansuazIluindnianisunmd, aninienmintauvisdsemelng, nuiswnng
wislszmdlne wavvusulsadulssamisunauibouasnvenanslninidade Aldyrefudaiuuimia

Fadeuarni1sguasnwilsa DMD atulivulneauysel

i\

(saVA1ENS1915d UWUWNIFSTY Avdn3

-

auna)

WgNANIALNNNTUTTANINE AU TEMNANY



aisuvey

AN 3
a3ty 4
eTonnziny 8
N3EUIUNITIAY 12
ﬁw%mm@mmwué’ﬂgmuamzﬁuﬂ°'1LLuzﬁ'] 13
Mdeilives 15
A59ATUALULLN 17
unuiaguuuimeanisidads nsguasnuinazmsdeerideivy 27
uni1  unih 29

Auriyun nads¥lsadl

unii 2 wensAdauaEwen5assingn 31
Aurigun naAsylsadl
NUTITTU NARYEYIIA

UNA 3  @1ATsUAzINISUEQUNIVAGTA 34
Auviyun nads¥lsad
D30 LauufYe

uUnii4  wudNIAISITITElsA 39
Aurigun naAsylsadl
JUiNN Wnuyey

UNi 5  AsasdaUstliuaussaniwaduiio 48
Auviyun nads¥lsad
D30 LauufYe

UNA 6 LUINIVAISSAL 50
pASAY LwaiInINes
Yoo AIARTITY

UNA7  LUDNIVATSQUANID:UNSABOU 55
2ASNY LWwadInTNos
nawags Andndeana



. szuunduileuaznisiadeulm 55
o STUUMNANBIMITULAEA1IZLATUINTS 58
o syuuluwadsuladin 61
o SzUUNIMElALAENITUBUNAU 64
o syuuUszamEAnane addyyn Nsiteus noRnssu wazdndsay 74
o sSyuUauliYe 74
o TEUUNTEANUAZUB 79
o @VSeuTinInanians 80
unA 8  uudnvAsdvdoRUosunfiEuIBIeY 81

gy rnsal N uglin
91013 qatan
unA 9 mstRALUziINVWusAEs 82
Ruryun nadsyalsad
Ainegdua Nuo 86
UNA 10 A1aluNIvATSUWNSuazA10auRDsUNBIKaRatuATSTRATLUEUN
WeY1N0d LoNIY uelin

]

D

UNYUN NAASYILTAL

9

=)

a a

ANeINa NuoI

9

91

AMANUINR 1 s1edoaRavdjuanisiaiuisaasavaryiusmaasiulstinalng

Auriyun nads¥lsad 93
MARUdAR 2 sredal3ulsdrtasadov

furiyun nadsyalsadl 95
AMAWUIAR 3 LUDNIVAISQUANIVAISWEIUNA

dsua @S9

s udlatan 103
ANANUIAR 4 LUdNIVAISANEAIWUIUQ

YaaA1 UNIAA 114
ANAKUIAR 5 s1eugsaulRUszsIRIsSaidaAatiu wazALusUdIvY 115
LONE1TD1984 125
AnAnssuUsEnIA 126
ASUAUAT



a5 1
A1S9A 2
a1S19A 3
a1svh 4
a1s9A 5
a1SA 6
a1sA 7
a1S9A 8
A1S197 9
a1s79A 10
a1s9A 11

a1s19i 12

d1suUfya1s1v

dnunigmsnanefuguosdu dystrophin MviliAalsa DMD uag BMD XX
AULANA9TENINalsA DMD Uag BMD XX
nsUszifiunasiedesfiotnanssaninndunioluguaslsn DMD
agUruinvesenglanesilaaliesessililuguaelsa DMD

Gene-Based Therapeutic Strategies ﬁﬁmﬂ‘ffLLazﬁﬂ’]sﬁﬂwﬂuﬂwﬁu
Auuziusulnsunmsdmiulssannsildfdgunma

aussanimdon gunsaldniunisin wavA1Un
asumsguadnwinisszuumaiuniglaluguaelse DMD lussegengg
nslieresAlaaRysounlun1IziAsen (Corticosteroid Stress Dosing)
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ATWA 1

ATWA 2

ATWA 3
ATWRA 4
AWA 5

AWA 6

AWA 7
WA 8

ATWA 9

daisueyniw

Dystrophin-associated protein complex (DAPC) XX
las9a$198u dystrophin NYNITBIUNTOU KALAIBEIINITNAILHUTWUY exon copy XX
number

a1nsnadtininuveslugUlelsn DMD srezisuny
nsatiulsaveslsa DMD
wI191Itadelsa DMD

Fo8g1919me3INemaznsAAd immunohistochemistry lutunduiloanninene

=

91y 9 Uilasuns3diadedndu dystrophinopathy
NA1sEand1uLilous (Plantar flexor muscle)
NIN13EANAULEOAUTIAIUNEAS (Hamstring muscle)

innseanatuiiosedzlnn (Hip flexor muscle)

AwA 10 Tureunismelawuuny (Glossopharyngeal breathing)



SrgvoANIvVIU

AUZAY e uUN.a5%y avdnsimuna

o

ALNEY.DTUITIO WeNTHUS

v

ASSUAS HALWEY.NUTITI NATYEYIA
wet. fiLeis UW.NaLAgs AnARTana
NA.NEY. JUNL WUy
5A.UNFeeA AIPRTITY
SA.NEY. IneINa Ao
9.Wgy. 5UATUN AUTE
A NLAY WN.USEING Laaudy
3A.UN.U31N15 MBATES
sA.wey. U3 Jsauuszasa
9. ney. Nasivun nadsyalsal
NA.NEY.5UIU AIAZEITI
AL ALAY Wey Aey1nTal LeuT ualin
9.A5.UN. U YyIunmIng
7. Wey N e nuainsal
9.un.aA%NY watinInes
FLNEY. DT auuTe

Y

3A.05.WEY. 99238 Dunlaun

¥

D.NEY.DEYVUT NDIKEY

o £

9.N5y.8101A3 qalan

v
v

el AU InviuwInasljiiy aduinmualifidulddnndenmimsuasnieey

lugsfiarid wiin v3e I mingevsenvdusindnisiiaueluwuimianyujiay atull



TYINendunuIsUWNgUaUsTmdlng (53n9.)

durnunuIsuwnguvisszndlne (@nn.)

Finen u 9 mmsedimszin ¢o T wdl 2 sosnuidn auumsEAnln wauined weRiosna njammaues 10310
Insfwii: (662) 716-6200-1 E-Mai thaipediatrics@emall.com Website nitp:/Aweanw.tnaipediatrics org

THE ROYAL COLLEGE OF PEDIATRICIANS OF THAILAND (RC Ped T.)

PEDIATRIC SOCIETY OF THAILAND (PST.)

OFFICE: 9% Floor, The Royal Golden Jubiee Building 2 Soonvija Alley, Petchabur Tadmai Road, Bang Kapi, Huai Khwang, Bangkok 10310 Thailand
Telephone: (662) 716-6200-1 E-Mail: thaipediatrcs@email.com Website: htip//wwiv.thaipediatnics.org

i 24 wweu 2568

wuuasuilakenisinauselevinudou
(Declare Conflict of interest)

a a

Frmduazanz WWudaniunisefivse uumawasufuR (clinical practice guidelines,
CPG atius Fos uwmansuftRmsidafouasnisquasnuiduaslsanduiedouguu ne. 2568
Clinical Practice Guideline for Duchenne Muscular Dystrophy (DMD) 2025 28lA15U59931 VIR0
wazan luflanuieades vieddulddimds luilaeass nielaedeu nsenausslonilag fiax

AolminANudnwdsn1anaUselevillunisdnyin CPG atudl

YINA AL AU 15’3’]\‘1&%3LﬁUﬂﬂﬁﬂluﬂﬁiﬁ’]LﬁUﬂﬁi NYINUAITNUMIULDNEANT WAZIIEU

o

n1539e wetwusznaulunisdnvit CPG lnsufuRntnsedndiiin meaulusda sauseloyl

dusinduddny
"""""""" cnumgedt Sdng vgeysmniig
""""""" O
I Gnundeon pondorn)
------------- Ganimgbe o) Gogoletwiawed)
---------- T = et MY e saatevc s



3

3]

ol
©)

(57.05.5y.8983¢ Buylawn)

(2.Wey.0101F3 Qarian)

10

(9.W5y. SYTUT NDIE)



LIl fuanisiladenarnisquadnuigUislsandnaiileideugivud w.e. 2568 9
Anzviuladavinul [Wwedesdlednadununinuesnisuinisaiuguaniimazauduninens

wazdeulvlussinalng f¥ngusrasdiioiduiuimisdmsuunnd il nuisunnd nuisunng

q a

lsaszuudseam wazunndaividunifeitesudssmalnglunisguasnuilsanaiuiilodeugiyud

=

Tngau1saAnnsoufnnguLdesed 1 nuIzay aunsafnniueiniswazasidiinifuiieidadelse
aunsalinsShwaurang unantsunngniitudagdu siulutaiansandwiaiiielivey sy Faaonnd o
waznzaniunsnensuazusunszuvguninglutagiu nendmalmdunwimslunisliuinisnis

auadUaelsalianduiiiodeunwuiliinusslevigegn

¢ o s v v a

nslawlnedadniiunneenans way wawunsy Anviugeans adusvludineant v3e

drdnauimuningrmaniwasinalulaguand (@me.) Wundn undndudeddniwdingy nie

CY L% 6%

Wudnsiluunease ieaudnlakasn1¥Nnsedu N30 UTEAUTDIAMUNINVBINANFIUTIUTEINYUaL

a wva

n1sIdIninUeIAILLEEI9 1989 UnaNN153RYRUININYUHUR (Clinical practice guideline), (CPG)

V84519 INYNRENNITUNNGRraUsEInAlng WA, 2559 (AnwuiuiAnluA1TuaInuA NTaNg LAY

[y

J o = = 1% [ A Y
seeuAbuzi) Fawumeiilunisasudeyaiasnangiuinilulagiu

Y

<™

Pauuzineg lukuimansuiatiduiewuimie (guideline) lunsouasnwiuenmeuns

TuAypainsneanswnmdiietiglunisindula ualilydetaduvenisuua llvunsgiuniunguune

o 1

A v A I 4 o v LY v A ¢ Yo PN
Ndaeimuynegis lnvaziagvseldlianuddgdunisindulavesunndnguagUignaniela

anmenidlurasiu fefufldaursaufiauandrdduandauuzinldlunsditaniunisaiunneis
vonlUniefimanadiauas uarliaursatuuaneilvlddadunisinvvasunmdiuandnseanludn
ARVERRTY LWﬁﬂummLLa%’ﬂ‘mQ’ﬂwﬁﬂﬁaﬁ%mmﬁa@’ﬂwLEN an1zndou wiomuUsBuiifnavily
wndanunsafiarsanmadenlunissnuiivandrsiusenluls

[

v o a £ o Yy a [y a v
anzgininvaaIudnsiunisirlulgansdmnenguuie Taglikiun1snarsanainamzgnss

l
a

AnAvIaeIvylundan sl

AfIEATIVIU

SUINAN 2567

11



AS=UIUAISIANN

duiflosanmsilszrfansaluwmsnsufoanisidadeuaznnsquasnuifuaslsa Spinal
Muscular Atrophy iie¥ufl 22 aanau 2565 lunmsUsegalngnunsimans ass 87 vesseinende
nuswnguvisUsemelne dguansniudeinisiisvinerdenunsunmduislseinalnedaviwuamia
naUFUREes DMD Fruaumn

auAUNINSUSTAINgaUssmalnelagaugnIsun151158Y 2567-2570 FaUNUIEY

¢ v o

uAnzhaudadununsumdideinaoyavininnvmansuszamingt limumumssanssuuas
néngruiBsszindiniifiludagtuietunisiteds mssnw nsguannzunsndeu saudanislvie
wuzthmsiugmanivosiaelsa DMD Lilednviuuimiansujia nEanldidomuuimsneU i
atuinuda Iiinsuniulasanegsa (intemal review) anduanedinsusuuasudloniu
Torauauuy wazdwwonludinvine1ds auau warsusuiiieadoaiianuniudnass (external review)
Mndunnzdiminunuesudlonudoaueuus weliuullusugniesasnduiivonsunyndie
Fadlom aunmudngiu wagmslvidmindnuzih vedlddaviiussrionsel 2 ads fedl
pdafl 1 MsUseraUsed TuesmnaunansUsza e i ssmelne Fufl 18-20 Sunau 2567

ATIN 2 N1sUsEyuUsEITUresnvinendenusunnguisuseinalng Jun 26 wwieu 2568
ntuangyhnuliluduasgaineneufivsinismeunsaoly dawnunim

wuINYUURatUTN (V1.0)

y

AMEYINIUBIUASIVEDU tATaLaUBLUY (internal review)

y

AnuzuAiunsUTuUTIuAlY (vV2.0)

/

S1INYRY/FUAN/FUTUNNEITDIBIUATIFDU ITBLaEUBLUY (external review)

y

AnugyIuALiunTUTuUAlY (V3.0)

Y

Usgafiansal 2 AS9

/

AzvunTRaeuLazuilulunigaing

y

YW LUINIIYUHUR

12



SLAU

Al

A2

Bl

B2

B3

B4

C1

c2

D1

D2

A1BUdIVAUNIWKANFIULAESEAUATLUELUY
AfUAIWKangu (quality of evidence)

Aty
MANFIUNAINNITNUMIULUVTTZUU (systematic review) #39n1536A5189AMUIFIY

(meta-analysis) ¥8IN1TANYILUUNGUFUAIDE1 AIUAN (randomize-controlled

clinical trials) ¥5®

1 o 1

angulaaInNIsAnyILuUNguENRI8Ee AUANNTAMAMALEEY aegelos 1 aty

q

(a well-designed, randomize-controlled, clinical trial)

nang1untaannIsnuninkuuiseuvveIntsAnwiniuay wililadudlegig

(systematic review of non-randomized, controlled, clinical trials) 38

nangunlaannisfnwiaiuau waligudiegns Nlaunimagey (well-designed,

non-randomized, controlled clinical trial) #58

nangIulaaIngeunsAn¥InINLEURRAIMAlUNING (cohort) n3Bn15ANY
AATILNAIVANNIATOUNAY (case control analytic studies) AASUNITEBNKUUITY

Juedsf 19nanidu wsenquiteunnimilauvis/ngu w3e

[ A

nangulaannnyniatynsy (multiple time series) Fadivselifiannsnisaniiunig
wsenang1untaann1siITeneeidtinguuuudu vennaswuuliiinisaiuay Fed
HaUszingisuselorunielnwaInnsufuRuInsNIsTIEUTANIN WY HaveINIs

Wgiudddunildlus wea. 2480 azlasunisineglundngiulssiand

Y ay v = .. o =
NANFIUNIAINNITANYINTTUUT (descriptive studies) 130

nangunlannIsAnwauaNinunmweld (fair-designed, controlled clinical

trial)

NANFIUNLAINTIBUVRIAULNTTUNTHTLI Y Usenoufuainuiuiemse

AUNIUF (consensus) VARV VURUFIUUTEAUNTAINI9AATN Ys0

nangulaanTeueunsugUIsNNAnylulserInIiangy wazAnAn

A9 DE19UBY 2 aUU
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a1stRuIKUAAILUELN (strength of recommendation)

[
o =€

AvuadulaeddefisUszavdaa (effectiveness) Mduitmnganvievesnvuing laun nsi
Findiduen (prolonged life) n1sanni1si§utiae (decreased morbidity) WAENNTATINATUANNINTIN
(improved quality of life) TauianmaMdInlnesmvesdguaguasdie n1sfiuuntminduugil
Gﬁjﬂaguuﬁugmmaqmsmmwé’ﬂgmwhﬁé’m"ﬁmlé’ﬂuﬂaﬁ;ﬁu Usgnaunudumud (systematic review

and consensus of peer reviewers)

++ “Uuziiag19849” (strongly recommend)

+ “uuzin” (recommend)
Aa avudulavesrmuusiliviheglusedudiunas 1Wes1nunsnisnang11e1ad
UsglonisedUasuazenaduarlunneding (e1abihildduegivaniunisaluay

ANULMALEEL: WINI)

Y v

+/- “lainugiuagldAnA1u” (neither recommend nor against)

'
==

Aa audiuladinnslunisliauugi Wesanuinsnisasnandaiinangiuliiies
wolun1satiuayuvsednAudn e1advisesaliivsslevidedUls uazenaliduan
wildnalviindunsiesedUlieiinduy dalunisdndulansyyin Yuegiuladedug

(2131930919 kvIALA)

“lsfuzidn” (not recommend)
Ao anudulavesiuuyin WlivhegluseAuuunans iWesnunsnisaenandlud
UsglevdsedUasuaslifuan minlaidndu (ewihilansdifianudndu wilaenald

“laidnnn”)

“liduuzineg1e8y/AnA1u” (strongly not recommend / against)
Aa audulavesauusinldlvivieglusedugs wsizuinsnisdendnenaining

wsenelmindunsgsienyie (lainasii)
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6MWT

AAV

ACEI

ADHD

AFO

ALT

ARB

ASO

AST

BMD

BMD

BMI

CBT

CK

CMRI

COVID-19

DMD

DXA

ECG

FDA

FVC

GGT

Ardantlsuay

6-minute walk test

Adeno-associated virus

Angiotensin-converting enzyme inhibitor

Attention deficit hyperactivity disorder
Ankle foot orthosis

Alanine aminotransferase
Angiotensin Il receptor blockers
Antisense oligonucleotide

Aspartate aminotransferase

Becker muscular dystrophy

Bone mineral density

Body mass index

Cognitive behavioral therapy
Creatine kinase

Cardiac magnetic resonance imaging
Coronavirus disease of 2019
Duchenne muscular dystrophy
Dual-energy X-ray absorptiometry
Electrocardiogram

Food and drug administration
Forced vital capacity

Gamma-glutamyl transferase
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IGRA Interferon gamma releasing assay

1Q Intelligence quotient

Kg Kilogram

LVEF Left ventricular ejection fraction

LVR Lung volume recruitment

MAC Manually assisted cough

MIE Mechanical insufflation-exsufflation
MLPA Multiplex ligation-dependent probe amplification
MRI Magnetic resonance imaging

NGS Next-generation sequencing

NIV Non-invasive ventilation

oT Occupational therapist

PCV Pneumococcal conjugate vaccine

PFT Pulmonary function test

PPSV Pneumococcal polysaccharide vaccine
RDA Recommended dietary allowance for age
REE Resting energy expenditure

SLP Speech language pathologist

TST Tuberculin skin test

TTCLIM Time to climb

TTRM Time to run/walk 10 meters test
TTSTAND Time to stand

WES Whole exome sequencing

WGS Whole genome sequencing
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a1savasuAtuEL

1. BWUIN19N15ITIAYLSA DMD

Fuugtin 1.1 asa9n CK luidinduefidnldfudeladeniuiolud B1 ++
o ananursusnaulnotad lnghiflanniieduglddaau
o fusziAnseuadadulsn DMD
o omsitasdelsn DMD feladoniluielud
- smsndudesialwgiandn ﬁaﬁawwumasmm%’ﬁwﬁw’lﬁ
- M3IINU Gowers sign %30 toe walking lnetaniveny <5 U

AUz 1.2 1539 MLPA for DMD deletion/duplication 1ududuusnlugUae B1 ++
flaadelsn DMD wazen CK gaiinund

Az 1.3 anane1dingnaile luguieiasdelsa DMD waza CK ga B4 -
AnUN® winsavlainuauiaunAain MLPA wazidlafutelateniladelull
o ligunsarnianisnsiamaiugenans
o LUNUANMURAUNAIINKANITATIIN W UGANANS
o HaNIRTIIMTRUIAMEaRsliLUTaduTusAUNTAalsAvS el
(Variant of Unknown Significance, VUS)
o fUreidesldsunsidadeuenisnegiesinsy
D o aa i
o HUrefitonsniadinlinsalunsaun
1< ! = a v
o Dudrumislunuide
2. uuIM9N13inelsa DMD

Ay 2.1 n1sinwiguaeglsmn DMD segen glucocorticosteroid lagisy Al ++
Tinsuaiionnisnanuiiiegouuss (@1guszann 4-5 U) uaglvinalllowasndin

AUZUY 2.2 AANTBINITARTONBUNITSNYIA881 glucocorticosteroid D1 +

lugvaelsa DMD wazliinduiasululsagUledelusigiidudy

q

3. BUININNIIN wan1zunsngaulsa DMD

v & =
53U‘Uﬂa']3~lluaLlazﬂqilaﬁaau‘lﬂq

Azl 3.1 JUieaslasunisussiliunazgualaefinanivndneg9aiaue D1 ++
WONAaNSN135N TR wazliuUseanTaImnIsyneIuYeIndluilionasnis

waeulna

Awuzi 3.2 {Uagarslasunisyssiiuiagiinn1ue1nismienanuilesienis A2 ++

asadeUsInanidunnsgulaewnmgusedlasunistlindunisnga
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Az 3.3 JUleasiasunistesiunnedeauazingy B3 +

3.3.1 uuzhliinistamdensdndulsesiedaies 4-6 asydUn wui
Fouin W1 wazasinn wazvhnsdaumBeadiiniuiidedle ffe uasae winns
Usgifiunuindanudndu

3.3.2 wuztlgUaeld ankle-foot orthoses (AFOs) waizusundy Lileannns
gnfinLaringUvestalni wetleasszdaszYaunanaviuvarld usliaasld AFOs
LﬁaiﬁﬁaaLﬁu‘lu;ﬁﬂ’aaﬁé’mﬁuﬁ

3.3.3 lugthefiGuiinsBnfinvesdawi ensfiansanmsldiloniuu serial casting
%39 progressive stretching splint MuAUALNzaLlULsazIY

Az 3.4 JUreasiasuAuugdilunisesniideniy B3 +
3.4.1 fhmenmiiamstmuslusunsuniseeniidanie sasaoumsmela
(breathing exercise) ﬁLmuwau@iaéﬂwEﬂ DMD Tuumazsy war@nniuesg
oo

3.4.2 LUEUIN15NAIAINIELUY submaximal aerobic u ‘fju%'ﬂimuagjﬁ’u
#innseonidanieluii

3.4.3 mwﬁﬂLﬁlENﬂﬁaaﬂﬁﬂﬁx‘lmaLLUULLinﬁmq\‘i (high resistance exercise)
wioniiniAuly (overexertion) W3an1seanfdiniefidin1suaduuuaIIuen?

Y8INAUHLBLALUY (eccentric contraction)

Awuzidt 3.5 fUaglsm DMD aaslisunisusziiusasineinnnuidulinues D1 +
nanuiieluynyieeny

SZUUNLAUDIRITHAZAZLABUINTS

Az 3.6 JUrearstasuAmuzdnulaguinig
3.6.1 flhemsldsunsuszidiunnemslavuns nsunngviediBeamasu C1 +
Tnwuins seusduldsunsiteds uwasinauetsroomuaumusay
3.6.2 msfnnuUszfiudmn dugs weight for height uag body mass index D1 +
(BMI) Tuynadaiiuassnisimenua

o ngUaeBulale Wussidiuaiuenvieu wazld weight for height/length
o mndnAugy/ane1ilidld Aarsuiaduseutauvy (mid upper arm

circumference) Ny

3.6.3 wuzi1N13UUTEIUe N SATUSINamE I Wiy arslulawmse Tusiu D1 +
w579 uazdnfiuegramngan tned1demuuinamseimsiinisld Fuused
YudmSuaulne w.e. 2563 (Dietary Reference Intake for Thais, Thai DRI 2020)
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3.6.4 UsziluUTuiunisuslaanaa@en wagfnniu serum 25-hydroxy- D1 +

vitamin D Uag 1 A59 kaglin1ssnen1gnsarnniud (< 30 un./ua.)

AUz 3.7 JUiealsiasudiugiinuszuunIuiue Mg D1 +
3.7.1 wugihliUasldsunisussifiulasunndlsassuumaiiue s e
mé’adwﬁﬂaaﬁmmﬁwialﬂﬁ Viosyn (constipation) lsAnsaluagou (gastro-
esophageal reflux, GERD) nsadeulmaldfnund (dysmotility) wie
finudndulunisld gastrostomy tube

3.7.2 éﬂ’mmﬂﬁ%’umsﬂszLﬁul,ﬁaﬁ’mﬂiamnsnﬁuﬁﬁmﬂ (dysphagia) 9¢14
asinaueluszoziAulyle

3.7.3 wunh il nwdeanisldanslifemsmaniivies (gastrostomy

tube) WolUausd
szuuluaisulain

Aruuzii 3.8 n1sasvraulniniila (electrocardiogram, ECG)

3.8.1 #1579 ECG tivatlu baseline sauslasuni1sitadelsa DMD B2 ++
3.8.2 1579 ECG n 1 U Tuynszezvadlsa D1 ++
3.8.3 971517539 ECG %nila1n15989n15%19UVDI9 3 LaNLead B5an1uAn D1 ++

'
a

wuzihveawnmdgileavglsaila

fuuzii 3.9 lunsnsianisnavnladiondudesaniuiias (echocardiogram) B1 +
3.9.1 9973 echocardiogram i baseline Lﬁ@@'ﬂfmmq 6-7 0

3.9.2 NA151MTI9RARU echocardiogram tHusyey ReiRufuUsUNATIIIINE
ANYDIADTIUNYIUD

3.9.3 19150099599 echocardiogram nfe1n1svesnsvinuvesiilafingas

'
a

vIaRUALUE TR NI ylsAriala

AUz 3.10 919158417573 Cardiac Magnetic Resonance Imaging (CMRI) B2 +/-

'
a

MuAL UYL MEEITE IRy lsAala

o o

AUzl 3.11 813WATUINTIVAANTES 24-hour Holter n 1-3 T Lo D1 +/-

£ '
=2 L% IS

Juiveny egUieiionn1sladu wiensaany left ventricular function
HAUNA w3edl myocardial fibrosis nSamuALUE1VRUNNG T 15y15A

e
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AUz 3.12 n1siigrveasanudaulsaila iasanliengu angiotensin- Al +

converting enzyme inhibitor (ACEI) %30 angiotensin Il receptor blocker
(ARB) 1ugndausn (first-line therapy) iflofUaglsa DMD Sornsdasielud

o \lefvasBuuanionsidladuman videdl LVEF < 55%

o Indngruauiinunivesiilaainnisasiaitiadunaeisenig o

o dlaftheengdaust 10 Tiuly uilifiormasnsssuulnadeulafinyie LVEF Unf
o fsanlinuduuzivosmwnddoanglsaiile

AUzl 3.13 A5 sUNlEINgY Beta-blocker Wanunanguven1siiale Al ++
aumal w30l3ud ventricular dysfunction lagUsuauInEIMINALUE UV
windgilernalsaiila

Auzi 3.14 ﬁﬁ]ﬁiiuﬂﬁﬂﬂﬂfjﬂ antithrombotic s[.uéjﬂ’m‘ﬁﬁ severe ventricular Bl +
dysfunction wazfin1siadsulnisniniedas (immobility) W3emuauugiinves
wind@envyanulsaiilaviseriweivylsadon

AUl 3.15 fUqelsa DMD aslasunisuseiliudiuiilansunueiaay D1 +
a1Uredionisvseainisuantegias mslasunisuseiliugineunseaay

fuuzi 3.16 MInadanseaileUssidiunmeiilaluvdeidunmeedlsa DMD D1 +/-
3.16.1 91971915017399 ECG Uaz/v3o echocardiogram Tasisusuluielvg
MOUAY

3.16.2 919N TN RAAMILANNTOY ECG waz/use echocardiogram 9814619
ileann 3-5 U mnwadanseshinuanuiiaund

3.16.3 919M19130117599 CMRI maduugthunmdidorvglsaiala wowna
ARNTBINUAURAUNG

szuumelanaznIsusUnaY

AUZUT 3.17 nsvageuanssaninyden (Pulmonary funct|on test, PFT) Al ++
3.17.1 TiUseifiunnernismessuumelaegsasinate uazidloasdoninuiin
Unfiveansmela arsfiansanasiadenfieuszsdiussauineludonuassedu
\ndousifisii

3.17.2 Bun3ns1a PFT wleffuaglviausauiielunisnsan wiewleduiseny
faus 6 PuluFemnindmaianisasiafivunyen

3.17.3 n1sUseidiu PFT Leiun Force Vital Capacity (FVC) 210 spirometry 10u
78N LaYNA1TUINTIV negative inspiratory force %39 maximal inspiratory
pressure (NIF %38 MIP), maximal expiratory pressure (MEP), peak cough
flow (PCF) minanunsainla

3.17.4 a939R0AU PFT 90 6-12 Whiauluszesiaula wagyn 6 weulussaviiu
14l msfinnsannsaafnnu PFT Uestulugihedifoinmsmsssuumela de
flsannaszuumeladusiudae
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AU 3.18 MIveelanlaztulauy (lung expansion and airway clearance Al ++

therapy)

3.18.1 ffUhelsn DMD ynauadslddumsaounisveneUonuazduiasme tie

Andludauiszozusniduvedlsnografuiinavasiane

3.18.2 W15 lung volume recruitment (LVR) uag/v3elnnistiglenay

niaviegunsaising q ileUszaviamueanisleanas viefinnmAaundtela

Yonilwiolud

o uuzihlifisuyi LVR egrsadianaiie FVC < 60% predicted

o wuzvniulinisvasledie FVC < 50% predicted n3e PCF <
270 Ans/unil we MEP < 60 w1 vi3eilnae hypoventilation

AMUZUT 3.19 N15UTEUNTUOUNEY Lazn151enu Atz s UNAY Al ++
3.19.1 N9150U1AI9 523 overnight pulse oximetry wag capnometry lunsl
seluid
o dWIOND1N19983N12% obstructive sleep apnea 138 sleep-disordered
breathing 1A
- Q’ﬂwLéuﬁﬂawmﬁmﬂﬂamaamiuawé’u Wy H91n19505u MelaurInge
ngavnelavurndy fen1suindsuznoud (Wooims viedrwnniy
Tunainansiu
- fUaeiildannsanesnueinsiaunfivesialesld feserdensdunaves
Fauatisrfuanuddsuudadudinusediiu Wy anuudsundas
Audnlavienisual goumndsdinaneiy mavindley auskarAIINT
annoe
¢ FVC < 50% predicted faugiinduredsegluszozinuldnnny
. wﬂasﬂuivavmululwmmmLuaaaumamﬂ‘uu
o fUaniifindnifndunieiianag cushingoid ndtldsunis¥nuidaege
glucocorticosteroid
3.19.2 finsandsefiaelinuisunmdlsaszuunsmela wefiansunling
£hw1#ae non-invasive ventilation (NIV) lunsdlselui
o flommeonsuanivasnmzvnelaiuaEndu (nocturnal hypoventilation)
o HANUEAUNRTDY overnight pulse oximetry Wag capnometry
o dAuinunfues PFT oA FVC < 50% predicted wse NIF (MIP) < 60 g1
o Uiy SpO, < 95% (room air) wse P CO_ wse P_CO wse P _CO, > 45 us.Use
w38 HCO, > 27 fiadlua/Ans
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3.19.3 WsandsdedUiglinuisunmdlsanisueunduiliananiingia pulse Al ++

oximetry wag capnometry LinuanuiaUnAtaaY uile1n1svsesIn1suand
484 nocturnal hypoventilation wiefinnuAnun@du q didndu iefasen
11 polysomnography wag NIV titration sl

3.19.4 f15u1A5IRAM YU TUBUVE LN 6-12 1y TufUaeflds
Lildldia3esiemela visoyn 1 9 ludilliiaiosemelania NIV

Auuzii 3.20 Vnwnpnswmdlsaszuumanela Wefiansanangae (trache- B2 +
ostomy) Tunsdiseluil

o HoN13gAdENUBEN severe bulbar dysfunction

o dadld NIV > 16 Falusseu

e ldawnsaunlunnig hypoxia, hypercapnia faen15id NIV 1

o ligunsaneavietiemelals (failed extubation) unan >2 dUav

o fl‘VI’NLau‘VHEJIﬁ]ﬁ’JuUUQW%juLLUUEULLN Wy severe midface hypoplasia

o dadulasiuiuszninegtae foua wasiingdnw welvnisinwiuuuussdu

Usemo9 (palliative care)

AUz 3.21 Iﬁiﬂ%ULﬁl@ﬂaﬂﬁUﬂqiaﬂL%@1U§§5UUVHEJEL"{] ATULLUININYDN Al ++
aunpulsaRniteluinuvsUssnelne

3.21.1 1a3uldninlug (inactivated influenza vaccine) Uay 1 sy
3.21.2 Jagudasfiulsa COVID-19

3.21.3 1A%U invasive pneumococcal disease (PCV13 tay PPSV23)

AU 3.22 N1sgualuniziulieandu D1 +
3.22.1 Fousiinfinensléfunmstismdadae NIV agrasasu Téun

o amzosndauludens SpO, < 95%

o amzarsuaulneenleda P CO, > 45 uy.Usem

o F8nsnsmeladuied inund viedennsinies

3.22.2 nandsanisiiesnduuiissegraiedlaglifinistienela esan
FUaelsn DMD enagayidenalnnisnszdunismelaain hypoxic drive Jawulsl
Tusedifinnzaniveulaeenlsddaudunaiu

3.22.3 A58N15USUIUINYN glucocorticosteroid MNNIELATEA (stress) 1T
nsdutheguuss msuiadu msindn viewdeasdoinsinngingasouminnla
(adrenal crisis) Lipsanguaeildsueadssoosunduszoznauiu e1aiin
AMENANISYINIUYeRaunLINts (adrenal suppression)

22



o

szuuUszamdlunans aadyen n1siteus weinssu uazdndenn

AUzl 3.23 Auugiiniuaidya n1seus weRnssy Lazdndenu D1 +
3.23.1 uugd g Urelasunsusediunuinminis uasailya lnsunndvse
Adomnamadiiuiaminig nedulssdudusldfunsitede wiedeudn
159158y

3.23.2 f{t2eTsA DMD fiasdunmiznat msldsunsussifiulasunme dnAanssu
U1Un (occupational therapist, OT) %58 Wnuilun1swa (speech language
pathologist, SLP)

3.23.3 wuzilinsiafnnseslsn autistic spectrum disorder Iuéjﬂwﬁm%’w

Y

fn1svimgnssugng vsedakavesrUlsdaiuiva
' Y 1
szuunaulivie

AU 3.24 F1un1SsYLAULe D1 +
3.24.1 LUz WARAILNITRTYALLARE growth curve N 6 oy Audg e
WIRugLaziienINgegaving (final height)

3.24.2 \lef{UaefaTonlianmsaduld uushAamunisiadyiulndenisine
SW] 1oun arm span, ulnar length, tibial length Lazn1sinanizdIu (seg-
mentally measured recumbent length)

3.24.3 wuzthlvuinugidoamgmeiudeslive Wedamnsaiydulaiiun
Tdsavuoenaneunfsudianduefidulng vie mwguiesnindedidu
nd#l 3 viedmsrannugs < 4 wa./J

4

AUZUT 3.25 Mg Tusynud D1 +/-

Y 9

3.25.1 AaeunisgTevuanisie Tanner stage Mn 6 Whsw Asudeny 9 U
g ionyiuguazinnugeaaying (final height)
3.25.2 USnwg@eamngeuseulivie WekUlsiinizimuinismaneti fe

fUumsvedume (testicular volume) < 4 au.wyl. Lileeny 14 U

ALUZEN 3.26 Nz UIRgesluuaauuLInla (Adrenal Insufficiency) D1 +
3.26.1 wuzily hydrocortisone wu1A stress dose (50-100 1A./A5.9./74)
defUaedute vindusgiasuuse viedeadfunisnida Tuguaeilaue
slucocorticoid u1UnN11 2 FUpiauly

3.26.2 uugiilviaes s anvwiailedinmdudusdemyelion Inglinasmeniiud
Imgl4 PJ Nicholoff Steroid Protocol
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Ay 3.27 n15Ueeiun1ienszgnnIu (osteoporosis) D1 +

3.27.1 aaummmmsﬂawé’w%amwﬂsx@ﬂﬁﬂvlﬂﬂ%ﬁmammumi%’ﬂm

3.27.2 doununnglasuinis lnglanzsn1siuemsiidduUssnouvesunadon

iy Vjﬂﬂ%’jﬂuﬁaﬂm’mﬂ’ﬁ%}ﬂ‘lﬂ’]

3.27.3 aadeniioTaseu

o uAATEY (Ca) Woaa (P) kunili@ey (Mg) alkaline phosphatase (ALP) way
wislnsessgasluy (PTH) lupfwusniitewlu baseline wazAnauaiuaing
REYRETHY

o asefnsziuinfuiluden swldsunisidedouasasiafany

3.27.4 WA150U71%529 lumbar spine bone mineral density, LS-BMD lag

dual-energy X-ray absorptiometry (DXA) scan Fusldsuiteds uarnsaaRnny

Yaz 1 ads

U aa

3.27.5 A52aN195989M8 lateral thoracolumbar spine faualasuifiads uag

[

o Aacumn 1 U dgUaeldsunisshwisieen glucocorticosteroid

Y
[ %

o Aacumn 2-3 U dgUaglalasunisinuialsen glucocorticosteroid

Y

o A729FANY LagUrgliAnds nIelin1sanasves LS-BMD Z score = 0.5

Tugnanan 12 ey

Auuzin 3.28 wuzihUnwninsuwndsenlivedlofiaeiinnziumzuisves D1 +/-

nszanageiiteddgy (significant bone fragility)

3.28.1 luszey stabilization phase wuziilin1ssnwilae bisphosphonate 119

wWuidensdunisinwusn (first-line)

3.28.2 wAalasUNIN®IRI8RI8 bisphosphonate MaduLdenn wuztanau

ns¥nen dail

e thoracolumbar spine %A 1 Y

e Spine BMD lag DXA scan uazasi93nsgaulnnilud vn 6 iiou

o @aUNININITUIANAILATA1IZIATUINITANTUSIAATANTUR LA ZLABLT YL
N 6 Loy

3.28.3 finznsasAalion Lazindun Tun1ssnwnaen

3.28.4 Tusyeg maintenance phase wuzilin1ssnwnay bisphosphonate

madudondnell widsuanvuine1a Inerdsdisanienseanniuvedvaeg

'
=

wazALuzNTa N gHITe vy lsaraulivie
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FTUUNTEANUALTD

AU 3.29 N133N¥INNIZTRRAA (contracture) D1 +
3.29.1 faemslafunsananisindeulmvestenieg nﬂﬂ%”’qﬁmammums
Fnw

3.29.2 fUhemslasunsldiflenuuusieiiies nsdif serial casting lailéina vn
agRsaEfauslun1sdafnvestominuazidusesning asiduniudiusiuy
seninaunngoaslsTand wasunndvmansiuy Tasfesiinisussiiuogig
auiun Inslaneidendunilewmdentn (quadriceps) wazndilowden
azlnn (hip extensor) Tnedasiisidadaus MRC grade 4/5 (medical research
council, MRO) insngmssindialunsdifinduitlodrefuseunssoradmaliiingsy
deoruanunsalunisiiuaudedddsodu lnvagdenalnynwesiniseeuuss
(compensated gait) 9nnaln ankle ptantar flexion-knee extension coupte
uaﬂmﬂumawmimaLqusauﬂquﬂmm iosutlanuAnifiuegssousui
JoRuazdodnin

3.29.3 mssdaLilun1siainvesdowinlusveviiulila a1vaelviuqeld
soain wienainuusaduld Tneuugilerld anklefoot orthosis aen156NAA
3.29.4 lduugihlindaunlanisdadnvesdonin Tussozipulalagieing
3.29.5 lduugihlvndaunlauinateasinn uagiii

AUz 3.30 NMsguaiNBINTEYNFUNAIAA (scoliosis) D1 +
3.30.1 {U1ATlAsUn19959319NensERndunas nsouseiliuniesed@inen
N 6-12 \eu enszgndaaiaflidiud uaz v 1-2 U enszgniadaiuiiug
3.30.2 A91sUInwIuIMS nmanifiuy iedaumdeauazoaniidanie
néudevdiuazndnnioununatsdii Annsanuiuiifiuusadurieiingis
agamuzay (modified seating) niodnvinfivanaednanizsie (custom
molded seating) Lﬁa%adammﬁmmuzﬂiz@ﬂé’uué’mﬂ

3.30.3 finnsandsUSnudasunndonslsdand ilefiniznszgndundsnni
Cobb’s angle > 20-30° lugfdslsiiirg Tosaiusuazlailsunissnwisee
glucocorticoid TugUaeszeziulailagediu

Ay 3.31 Msguasnwinsegniin (fracture) D1 +
3.31.1 luszaiiuld {Uasmslisumsinuoiadiu fnnsaninwse inter-
nal w38 external fixation Lilelansnsandusiduldlniaian

3.31.2 luszezinuldld insannisdflenuwazaivauanuduiinlunszgnan
9199156 internal fixation Tugtredifinrmsudundedinszgnitnuuy

lainadl (unstable fracture)
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AUz 3.32 wandeenisidenaau succinylcholine w38 g1auaau (inhala-

tional anesthetics)
4. wuamnenshiauuzimieiugaianslsa DMD

Az 4.1 WedUaelasunisiudunanisidadena maiiugnssuua 113en
wazgaugnluasauniniiaudssnislasunisnsiudeaiiomningasln

Bl

D1

++
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[
T b

ununasyuudnivalsitiods ArsquasavILaznIsavaanIiudsIgy

asdelsa DMD Waidudnguefidnldiudeladenisieluil

ANRUBALEU AST, ALT g9

Tnglinsuanme

fuseinnsauaindulsa DMD

ﬁmmsﬁmé’ﬂkﬂyDMD

- Warwnnsnanuiledalngada

- ATIANU Gowers sign 139 toe walking
(neanzeny <5 )

fnsanesianvevadsalunsniuey
aunTntuaseunsiifinnudss

l—

1. 81 glucocorticoid (il 6)
2. Tifuugthmeiugeansiond )

3, UszilunneinunfTiulazdsmon

WeveY (undl 7)

o

v

fansioioswazdeieriFervaite
fanue1n1snsinunATIN

. .
nIUIME/nansunmdszuulszam

41ECGYN 1Y

4.2 Echocardiogram L?'uﬁmq 671
4.3 U5%e1 ACEV/ARBs Tunsdisieluil

- 9In1sMlaauvaIvie LVEF < 55%

- findngrumnuinunivesfalaninnis
A529309dM 87509 9

- 019 > 10 Puly wdtlifiennisvide
LVEF Un#i

=

- UL TN TNy

4. szuulvaioulaitn wnil 740 3)

——

Ifll'll /I'. |'I\| l'n,

(] =

5 i%UUMWﬂIﬂLLﬁ%ﬂ?iU@NWﬁU
(un#t 7 4o 4)

v o 03
unndideamlsaiale

¢ v o
wnnddidemgyszuumel
UAZNITUBUNAU

5.1 Useidiuens

5.2 a723 PFT Buiteny 6 T

- svpufuld Annnamn 6-12 e

- svanAulalld fnnnamn 6 e

5.3 gaun1sveneUonuaviulauviy
lung expansion therapy uag airway
clearance therapy

5.4 #323 overnight pulse oximetry

LAy capnometry Wielidousd

6.1 psrarnduaraemvenduiie
Usaiunmsifuwazadouln

6.2 fathmnsuaslilusunsyitugfoehs
asrsnldun nsUsaiunsiadenln
mshneinsusedriu mstesiuuay
uilunzunsndeu

6.3 Nsidenld orthotics, serial
casting, assistive device, assistive

technology, seating

6. SEUUNANLILD (unit 740 1)

-

7. swUUNTEQNUasTe (il 7 4o 8)

5 & o o
unngngmansiuy dnnieniwinta

FasunndoaslsUand

7.1 m339919M8UsEIUAE contrac-
ture, scoliosis, fracture

7.2 Film spine

-0 6 ey ienszgndawinlaifiud
-0 19 donszgnissauiuiiugs

7.3 fnsanrndadiedinszgndundann
cobb’s angle > 20-30°

>

7.4 mndinsegniin Ransandasior

Y

S
YUY

8.1 Ussidlunmgnlasuinis

8.2 Ainmu serum 25-hydroxy-vitamin
“ ) v :

D Taw 1 A3y uazlinsdnwnnienses

Fonfud (< 30 un. / wa)

8.3 tflnmgyath msldsumsvsadu

Tngtinudlunmign waznsandnnTes

1sA autism

8. SYUUIUY

- TABUINISUAZTEUUNLAUBINNT (unit 7 40 2)
- aRdeyeyr MsEens noRinasy uwazdndseu w7 e 5)

- fioul$vie wnit 7 4ot 6)
- euasagfiquiulagliindu

.
8.4 919MTINTIA BMD fausifiade

- e g
uazfnmusielay 1 As
8.5 lwindudesiulsanmutonay ingu
a SN N
wistestunisinonanumela

o

- Yaguldwinlug) Vaz 1 A
- A% COVID-19
- A% PCV13 waz PPSV23







WuwWsun naAsyolsau

Dystrophinopathy LﬁuﬂzjuimﬂﬁmLﬁadammﬁﬁmsdwmam
ManssuRuguuuBunesvaslasluloy X (X-linked recessive inheritance)
FuAnannsnaneiuguesdu dystrophin vilsiinsuemeluveslusiu
dystrophin fadudrulssnavvedasiadevasnduioaeitddny vimdnd
Shwausuag (membrane integrity) wagtaiun1sanain (membrane
rupture) Yeuforuiead mnuinUnAveslusiu dystrophin vinlHidule
nénnieansuarieliiinernsseuusswasndunilenuin lnengulseil
fanuguusarnuanedauslinantennis ernsdesuuulsanduiloiden
wnLnes (Becker muscular dystrophy, BMD) 3u84181n15JUMIILUY
Iﬁﬂﬂﬁﬂmﬁmﬁlamawuﬁ (Duchenne Muscular Dystrophy, DMD)" * GR
Tufitlaguiulsa DMD Lundn

Tsa DMD lulsandraidosouussiinumniianlungulsandanile
gouusaniugnssy ludeifinanuynvesifvaelsa DMD shlannu 7.1 918
foUsEINIIE 100,000 18 wazAmYnvasInusniafidulsadny
19.8 s1gsionIsnwINtAnddmnweyIe 100,000 518° YagUudelusisteu
arugnuedlsailutssindlne fUisagiionissounssilviuasurududu
(proximal extremities) turou ernsasidusiniudess suliansa
uesldadldsniu wasiuldldluiian venanidddinnzunsndeuluszuy
199 Wy szuulvadewlaiin ssuumele ssuunszgnuasde WWudu uay
wuiengdeindevesitisaviesnitaunimlvlnedauvgnsdediavan

11191NN159 8 ULSIVBINAL TR umelakaznanuLilenila



b und

(2 1

TuaanAIssuiiuInin s unTItdesazauaiUlslsatiiuuesnsin Wy n1slyd

6 1 a

gunsaldremela n1slienszasmnudeuvesnaluilonidla vilvgUienguilidinndug1iuaszd

a 1 1

AN m@InfnItusfin sgdlsininainnissnyimvantl nanisnensallsadaldlaunnsngluanida

- ado

wnin nsAnAun1sSnwwuugadn (targeted therapy) ieauwnluidumgvesauinun@nmniens

(% s o

ugmansiludnisiisuwasemennsallsalulumeniny

Worduwuamsdmsuunmgiialy quaswnmed quisunmglsaszuuuszan wazunvganvidu

a

A al ¥ [ [ I3 ! =~ 1

Mmigteddudsemalnglunisguasnuilsn DMD lnganunsafnnsaufnnquLdeatiamigay 11150
ANRINBINITHATATIATLLFNIITITLA @1u15 N1 NHININTFIUAIUNANFIUNIINITUNNE N
Tudagdu swfsiansandarenuisunnglsnssuuysvaniasinngide1g1yaivdunietdes

\iaflvauad
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wyasaltauas
Wy15assdnan

WuwWsun naAsyolsau
ASISSEU NAEYEYIVA

84 dystrophin (DMD) Wudufifivualngifigalusngsd suinUszan
2.6 &rugiua Usgnaudae 79 1nweu (exon) sguuivutisduveslasialay
X (Xp21.3-p21.2)" ¢ viwdhiindnlusiu dystrophin Fadulassadiavuns
TngtheliiAaujduiussznindasisrsveawad (cytoskeleton) Hoviuiwad
(cell membrane) wag u1nsndusnwas (extracellular matrix) TUsfu
dystrophin Heglddaiderudulondunie (sarcolemma) uaziilassadns
Aeuflestulnalalusiu (slycoprotein) #dus Ban dystrophin-associated

protein complex (DAPC) &diunumaraglunissneraruduninaz doaiu

n1sanvinvediovuwad’ Aawandly aawi 1




> wersAdauaswe1sassinen

Laminin

nBuBnILan

Sarcospan
I
. ; ”'}“.e?' ) iy >§‘é
oo “}B‘* ‘i’ﬁ%

Dyslmhtevin

..
C

I.E.IE!WL'H‘EI'EI Mﬁf ] E%g\ ‘

|

i
(Sacrolemma) nal f \{e(j\
_ Z .. OO

Dystrop l

l

g4 1§
V{,

muluead

5
E

DMD/BMD

7-12)

AR 1 Dystrophin-associated protein complex (DAPC) (AnuUasain
kdng Dystrophin-associated protein complex (DAGQC) Feusznaudaey TUshu dystrophin,
dystroglycan (DG), sarcoglycans, sarcospan, syntrophin, dystrobrevin ag neuronal nitric oxide
synthase (NNOSIUSAW dystrophin (@d113u) Uszneuaae 4 Tawu laun Tawuvatesiu N (N-terminal),
Tautuudaunans (central rod), Tauwu CR (cysteine rich) wazlawaudatesiu C (C-terminal) wiafinng
naneugvesdu dystrophin vinlsikiinlsa Duchenne muscular dystrophy (DMD) %58 15 Becker muscular
dystrophy (BMD)

8u dystrophin #8p51MsiUdsuLUadiasnuanuRaunfreudiegs Ineussuna 2 Tu 3 vetie
Ana1nnisateneanisiugnssuanusadunime wazuszana 1Ty 3 veadUreilunisnaneiugi

\ndulval (de novo)™ " Idnwarnisnareiugnviiliiinlsalavainuate deuansly ansiei 1

MsWAL  anwarNINaIeRugvesdu dystrophin Mviliinlsa DMD way BMD'™'

Exon deletion Seuay 60-70 Seway 60-70

Exon duplication Sovay 5-15 Sowaz 20

Point mutation, small deletion/insertion Seuay 20 Seway 5-10
32



WuWsun AAASEILSIU, ASISSEU AAEYEYIVA 4

naalsn dystrophinopathy fiiinsnateiusuuy exon deletion 1nfign Tagd1urunes exon
fmeluldlffusaimuaaiusuussvedlsn uituogiuinnismeluees exon Huiinase “Reading
Frame Rule” (nwfi 2) w30l mnmsmeluves exon dnasiily reading frame wanueniiemaa (com-
pletely disrupt) 58n3MN150A18WUTLUY out-of-frame YINWlUsAU dystrophin ldanunsaasislavse
lilanansavhauldfainlsa DMD Aiflo1nsguuss usmnnismeluves exon Juavihlsf reading frame
ganaag (preserve) 13831 A1INAIERNUTWUY in-frame Vlvias1alushu dystrophin Igunsdudidl
yupduatusgaineuld JeneliAnlsn BMD fifiausuussaslsatesnin®® sgnslsfiniunuindseana

¥

$ovay 10 vosUrgluidulumungdainann® Weindunaunandadenvaninwinden asugia uas

v v

AIRALUINIINUGNTTY (genetic modifier) Bue sauee™

—ERIE] A N [ (3 25 TON [ I ) (6 BT A ED
(21)22] 2a]2ef2s]zs]zr]zs]zofa0]s1]azfas]as]as]ss]sr]ssfao]a]
41 | 42 Ja3 Caa ] asCas] a7 4 [ 4o | s0)st]s2)s3fse (s | 56) s7] s0) s0] 6o ]

o1 )s2(es o4 Jos (s Yo7 | 68 (eo [ 70 (71 (72 (73 (4 (78 [ 76 Y77 )78 | 79

finynuEnTsNaENug DMD BMD
& Exon deletion Out-of frame 19U exon 45-50 deletion In-frame (1 exi:ln 45-47 deletion
(43 Caa] 48 |40 |
Tiafralusity dystropin a$alusiu dystrophin unedu
® Exon duplication Qut-of frame WU exon 56 duplication In-frame oy e:«in 60 duplication
54 (55 | 56 ) 50| eo | 6o | 61)62(63

Tuadalusiu dystrophin adalusiiu dystrophin uiedu

AW 2 1assas1adu Dystrophin, reading frame rule, kagfA78E19N1INAIBRUSUUY exon copy number

WalAnauiaUnfv1eaunvinlilusiu dystrophin taz DAPC wigld agnelilin membrane
instability, calcium dysregulation, inflammation, mitochondrial energetics, reactive oxygen
. . . o o | ¢ v A 2 A v a ~ X
species dysregulation, uag fibrosis dullugnismieveawadnduiile FellegUredogiiuy
Auaunsalunsiudivesnduiiioazanas Weldolieaiu (connective tissue) waglusiu (adipose
tissue) AzAny ) Wnuidulenaiuiile dwalwadnaiuileldenaaivauiineiniseeunsilungn™ >
wananlusAu dystrophin aznulunanuearsuddanulueivizduvessnaniednaig Jevinli
v = A Y | Y & o a . . =
NUABUDINTVDITEUUDUITIUAIY LTU lsandruilonalawila dilated cardiomyopathy a1nAMMLED
osnautiealaiaund lsansszuumelannanuiilelussuumaiumelaiaund uaglsaszuuyseam

drunansvilniinaseandygy nsiseusiasnginssy
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91A1sllasa1AIsSILaqy
nvAaun

WuwWsun AaAsyolsaU
9Sel Lauueisy

ngulsa Dystrophinopathy #81871L34LaA191N15 BINITLAAS
nsandulse Anainuany aunsawusnuaugussieandy 2 lsa fe
Isandnuiilald@auiunines (Becker muscular dystrophy, BMD) laglsa

a

ﬂé’wmﬁmﬁau@wuﬁ (Duchenne Muscular Dystrophy, DMD) lagiansaun

31N8187NFULANI0IN15 B1eTAuldle wargUuuuunIsnaeus Fens

2 lsafaziin1sandulsanemnm19nuy AaLandty A1s1en 2%

a1sn 2 A wLaAdISEKIlsA DMD ua: BMD

AUTULS 1N e
919 7FULARIDINNST <51 >10 1
o1y ifulalle <121 >16 U
gULLUUﬂ’ﬁﬂmﬁJﬁuﬁ Out of frame In frame
o1gdelngiade 20-30 U >40 U

TuunilaznanisernisnerdiinvesUisianizlsa DMD Jundn

TaguUtoanduaInN1shanivadusassyuuadenzsana Uil

1. 1a1snvaduLlio

91nskazeINsiansinuyegluguielsn DMD svegiSusiudinans

Tu and 3 Tegnuinwaiuinisaunatuiledaluaardndueinisuans

Mnuveeigalulsall JUiedilngaeivaunsundlufousnifiauaznisn



WuWsun naAssalsol, asal uauuaisy 4

ogslsfimueraiuuansenmaiindes iwu dueswuazdueddand iludu wifidesgsndaunanueinis
AnunfluszezsiomiiongUszana 2-5 3 Wun Buduedlddinindnund (dhnda 15 dew) anduiu
1urn iwudutuladiuin viuduliaund dudutes doenguszana 6-10 T flhednlugjaziinisseuuss
veanduiloridiuduinntu lneiiinasisuiuugs (toe walking) Hiesaeniseeuussvandniond
U1 (quadriceps) Kunaln ankle plantar flexion-knee extension couple dstaeligniausiung
yuziiu dofuwdadunainy dwmaldiAanisvedavendudesning (muscle contracture) laidu
Yogvmenadadunannufiaziinlugnztewindn (ankle joint contracture) Jeazdawasionisindeln
vostauazdoazlnnla

AT19sINENUNE L eloduLar s suus i uTivTLazLLEILEY (proximal muscle weakness)
winffusia 2 479 WedesnsgniuBuannitudoddfieduiiunassrsneiiensiiuiiGond Gowers sign
evnwenduiiefuriiiseunss asranundruiedslafizendn calf pseudohypertrophy
WOUS8MIBA (Achilles tendon tightness) viAuRnUNALUU waddling gait LasndIusuLinTu
(increased lumbar lordosis) N15M52331Wang (deep tendon reflex) aﬂaﬂ‘vﬁaﬁmSiﬂiuixazﬁi’iﬂ'gul,lﬁﬂ

wnfu lagldnuanuraunfivesn1suaauian

v & ht T A ol 3 v
2MMISMenaaile faumsnanuiiealsn w‘,ﬁm‘s'nnﬂrymms‘aam ‘ua ‘ 2IN1SATUDU
Delay motor milestone Speech delay / articulation issues
I LI ' )
Tos walking Uywmginssu

ﬂ Behavioral issues

.”-

v wazinn E arly Low
Waddling gait '\" umintosninue
D M D | ' ' Poor weight gain

Symptoms & Signs

> &
nauitleusaln

Calf pseudohypertrophy a1 y
antdyyunnsas

Neurocognitive deficits
va & F
ifeduiiuitegniudu

Gowers sign

Wusas

Frequent falling Difficulty climbing

MWA 3 emsnadtdniinuvselugUlelse DMD svoziSusiu
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> 91A1slatdINIsSILlaavniIvAaln

mssfiulsrazuvadu 5 szezduandly awdi 4 1 szezdounanta1nis (presymptomatic)
szugliulae9@u (early ambulatory) szagiiulati9vine (late ambulatory) szaziaulalavaesiy
(early non-ambulatory) wazszeziulilaaaeine (late non-ambulatory) lngeinseeuussazidu
snntudos sudduaurilifihedinliamsafurdeiuldenues Feddgunsaitediu dhasdedld
saifu (wheel-chair bound) fienguszanas 10-12 T finszgndundsan (scoliosis) mamiilesanatly
ydadunaiulugiseiiinsesyiviniisinds (pubertal growth spurt) wenaniidededld
wiastemelafionguszana 20 3 flednlngflongds 20-40 Yiuagiunisquasnu mnlalldsy
nMs¥nudeiniesiiemelargiongioadouszanm 20 I usmnldSuiaiossmelaaziienydoiads
Uszana 30 177 Gsanvnnaidedindnilugunannnzunindeuvesszuulvaieuladin

T | ¢ "{\ | rl\]

- |

uanifm

21g S 9 14 20
sssdl 1 5208l 2 swusi 3 ssuril 4 szpsdl 5
svpziouuanteInts | szezidulddady | srendulddaoie szuziulailida iy szpzmiulailidaedie
-nud CK gelpetady | -fusidauus AU owasfundauluaeddtiv - un
ShlssTRmsauata -Gowers sign -auulalila -HaanIanseale ~HALILETUIN
o a ] & w a ar - . - )
fimunntst widald | -waddling gait anfuurinitulilld | -ewiinssgndunding Alnnasumndounaiumisdlouasivle
wuninAuiiaunfdaeu | -Toe walking
P ) "
il e

AWA 4 nsefiulsa DMD (AaukUasain 27-29)

2. 91n1snivs:uuikaldgulaRa

omsmeszuulnaioulafinfinuldUsainanlsandaiievleviia dilated cardiomyopathy
lesnlusiiu dystrophin flaudrfysenisyiauresnduielagiomuiu Qﬂwﬁﬂ%ﬁuﬁ
o1msfiony 10-15 T wulsaillddeuszanatesas 70 defihweny 15 U wasigthnisalfutumuony
TngwuingUaelsa DMD \eunnsneaziiniig dilated cardiomyopathy \ileenguszana 20 3%

fwdulvginagldfionisfinuniluraousn iesnndoinandunieseunswinlimaindeulm
$1m winaTaRanseeReaau LNl (electrocardiogram, ECG) 91anuANURnUNATITEUsUen
nsdsuulasmendnilemila wionisvieuislaunnses wWu ST-segment changes, T wave
inversion, Q wave at the inferolateral leads Lag left bundle branch block 1 udu’?

911159U9 Ne1anusumgla Wi ensladudsduiusiuiilalduindeme (arrhythmia)
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WuWsun naAssalsol, asal uauuaisy 4

»* flaUaeisuiionnisila

nulataumBuiissdiudes drueinsioufsesuaynunainulatosun
auwa291n dilated cardiomyopathy agfin1saniiulusgnssindazidedinlaninldlasunissnuw
d1ue1n1svean1ieiilaveswinduimas (right-sided heart failure) léun wielawmios/mou Wity
fuln wazuuuvies erawuldlufiediliiadesdienelannduna duusiuanuduludesen
Futudstarnamslvaveadendindudngile®

wonaniin1z dilated cardiomyopathy Faduannnnisdeindudu 1 veegUaelsn DMD
fedudlofuagldsunisidadeindulse DMD uwé FuusihlifimanadiufnieUssdunisha
Y9117 lAUaEATIINNE dilated cardiomyopathy neuiie1n1s swddlieniievzasnisidenvosndn

oY) = ~
Wala Ausieazdenluuny 7

3. 9111SN1VS:UUKIUTOUAENISUDUKAU

91NINsEUUML AU glakaznsusunaudulug dunaunainniseeuuswesnauiile Ny

Tunsmela wu nédadenseiiauuasndrudessvinanszgndlase (intercostal muscle) Tnsazuans
onsdledinsagluszenuldldluristoiudngodivg Taenssouusswesnduiomelaeenaziin
AMgsrUrraNmglans89919na1sAUn (nocturnal hypoventilation) wazauAaunfvesn1suniela
et ostunisueundu (sleep-related breathing disorders) lngaziain1svesn1iznisiumela
Q@f”i’jﬂmmwé’u (obstructive sleep apnea) 1tu qumaimmguﬂ wiemelaiug Audesrilvsuniu
msusulageafuainemsimlafuimionslaliosn Vindsusnarfiuuey sdnildnwuzandus
nfosnduriedisnanarsfusnnifuung drunisdeunssvesnduiomelaenvinliiannislodlid
Usgansan wagliannsaduiaunglaegrnmunzan mnldlasunisshwiasviliinnignisnels
SumauazUandniay uenanivininsrgndundinnssduiiunatsdguusaiaudisasdmariliiin
restrictive lung disease ¥1l%01n15119UDALYAS
Tsaszuumafumelafielduananisdedinduduil 2 vesiUiese991n dilated cardio-

36,37 ¥, & A

myopathy”* fstiudledUaeldsunisitadedndulse DMD uda Fsuusiiidnisasiadisfuiieussiiu

warRnnIUANURAUNRYaINTNelaRg19lNATA AU IBATLBYALUUNA 7

4. 111SN1VSEUUNTIVLAUdIKIS

lusgpgnouwantainis drunivesgUisaglasunisasdulsa DMD 310015053NUAN
AUBNLEUNTD transaminitis IneUadey 1aWA A1 aspartate aminotransferase (AST) wagA alanine
aminotransferase (ALT) g4n71UnA lagns1alinuaInIshaganmnn1assuunIuiueImsndaay

WINASIIAT gamma-glutamyl transferase (GGT) waz bilirubin azWu31Un@ o910 AST way
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> 91A1slatdINIsSILlaavniIvAaln

AT WunilslueulesindaideTsdegeduldlulsadfsisenisnisaasveand e mnasradfiuf
srnuanevlmindudedug ﬁ]%‘ﬁﬂéﬂx‘iﬁ?ﬁﬂﬂﬁﬂ 1% creatine kinase (CK), lactate dehydrogenase
(LDH), aldolase 1Jumu

Tsaszuumafuemsiinuldves wu lsansalvadeunaziieyn lsansalnadeunuliuszunm
Jeuaz 20 voeUIe Fenuhduiudfunsinuiiaunfvesndunidedeu® dhwuenisuaudounaisen
(heartburn) TugUaeszezidulaldunnitszeziauls® Jadedifinadonisiinlsansalvadeulugiae
Tsail wwu nisegluvhdadunanu ndudenssiausounss uazanznssmneduidn® venani
n155n¥19881 slucocorticoid a1avhliiAnlsansaluadouldainnisifiusseznaidudansad
naene111s" d1un1igiaaynlilsAnianiy (functional constipation) wulauseuiusesas 50
vagUae Ineldduiusivenguasseuguadlsn®

furelussonAulildfndUgudmdnifuinasivielsadiududunasinnisindeulnn
flanassrufunaainnisdnwides slucocorticoid fuasluszezipulilirisinevedlsaeiaiinne

nsnaudruindednddgmilunsnduvesudsinnitveuvaitagilmimdnaininueile

5. 9171snvstuuUstaIndaunalv aadeyayr NsiSvus wednssu uazdsndvay

Usguras 1 lu 3 vesgUaeglsa DMD azlianuunnsaanisaityayn Jyminisseus vie
Tymsungfinssy eanisfinuves wu wad nsSeuunnges Ianiaa warduast Wudu daueinis
Inuiludiudes Wy au1ddu wyRnssuienadiu (oppositional defiant behavior, ODD) AuRRUNR

4.9 9e19l5AnIUANY

199113U5UMIN193ndeAu (psychosocial adjustment) LagngueInseeniadn
unnseseaRdyymuldRussrezusnvedsauarennisinazasitliiduanngu®
N13ATI998ANEND5 LD (magnetic resonance imaging, MRI) 9839d1 83 azlinuauRnUnf
vadlassadrnieaussiidanu egnslsinunsleneiiBalSunamuin Uunsvesanesdawilomn
(grey matter) Usunsvesanesdiutiiev (white matter) Lazidoniitlidusanes (cerebral perfusion)

[ a v a7

dasninanundnJeineniu
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HusINIVAISITIAulsA

WuwWsun naAsyolsau
IUAUT UNUULY

n1s3fiadelsnedagndedluszesarimuivaududsddgluns

auasnwUlglsa DMD datuUleadsiasunisanaiieidadelsalagende

9IN15NAFEN NIIATIVINNY LATNITEIRNTINLLAUNINBIUTANS

yﬂld‘

udIn1sR T ol Tev1ny TunsaindnduiindinsratiuLiuwiie

U ]

o

udunisitedy Tutlagdunisnsmanistusnssudmivlsailudsemelne
farumdomsnduiliunmdily nunsunnd vienusunnslsassuulszam
aansolfuumadsriulumsitedeiieielilsunitdedueissnda
wazignIEUIUNITNYIRE1TUYIT wWInnanisitiadelsa DMD uansluy

AN 5 Tneiseazidennadl

a1savdulsa (Diagnostic suspicion)

Auuziin 1.1 asaen K Tudnduedidnldfutaladendeiolui
(B1, ++)
. ananuddusniaulnetasy Tnglifianvgiesuielddaay
o fiuszifnsauniandulsa DMD
o fennsiiasdelsa DMD daluil
- wWannsndrandadalugdndn wu duedlidldfieny >9 Weu
fuedlilifiony >12 Weu Wueslailéfleny >15 ieu vl
213nun1zNAt1sINa el
- A39INU Gowers sign %38 toe walking lagianizluguae
218 <5 U



b wuaNVAISItGadslsa

14 a o

NANFIUD 9D IAMUZUN

X}

Y

e ufALUamIINENaN581989* > Wiie i Uaeldsunsitiedenig oy Wesangdae
fnlasun1sifiadeiongUszana 4-5 U Fed191ni1e1enalunsunanieainis (e1gussann 2-2.5 U
nMsAnwslulssimalnewaganaUseine)™ Melludagdunimmsiaen CK auisadnfsladne
fimlddnelaige wazdinnuhilunsnsiafnnsesdsa™

Y - v d v yve w v &
avdelsn DMD Weiludinguendnldiudeladentiwelull

) ar
flannsndedelsa DMD

AAUDNLEU o v X owa aaw
o ea v 4 o Wannasainuiiodalvegdtn
AST, ALT g4 fivsziAasauasululsn DMD 4 )
, * 979NV Gowers sign %30 toe walking
Taglainsvanivn

(neianizeny <5 U)

a

) &
Un# Anauludindnaile CK

MLPA for DMD gene

Exon deletion %38 duplication

HagU l Hauln

aa v &
HnegIgMEINaULU

Sequencing

TUshiu dystrophin nsnaneiug
il Taidl n
v v
aa & Yo o aa o
Fededililulsa DMD Tmamgdu Fadodndulsa DMD

ngLe A CK Nigaiinun@dngs >10 wirwesAund w3 >2,000 U/L

ANWNA 5 wuInman153dadelsa DMD (FakUadann 48)

A1s3iadguanlsna (Differential diagnosis)

15ANAUL DD D ULSITLADUNLAILNUIVDINYITANINANAULLD B1ALBINITNARRNAA8AUNY
15A DMD/BMD @9a1u1saidadenenlsale fail
1. Congenital myopathy (CM)

s

Isa CM 1 Julsanduiiagounsinnaiugnssuiifanvgainnisnateiuguesdufinaugu

9

lassasiuaznisvinuvesndiuile §uielsa CM asEuuanseIn1snauilogauuslansuausninud
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WuWsUA NAASBIlsIU, SuALI unuyey 4

Joflng fUaefiFudennislufoifinernazilonnisadie DMD nsaniulsn CM 1Tulusgnetig
yldausouussvesnduiilodeny was fuaelsn M enafidnuurnisaddnduilinuly DMD i
myopathic face, facial weakness, ptosis, opthalmoplegia, feeding problem Judu s1uiunsie
Aoulasinduntle CK fnunfividash whaainlsa DMD fifnuansenissesringeny 2-5 U néanilesouuse
fudasideny findruiousada (calf pseudohypertrophy) uazAneulsindie K JEAUEN

2. Congenital muscular dystrophy (CMD)

Tsa cMD iulsandnaniloideumsiugnasy fuaelsn CMD dulugjinagBunansennis
Sandilse DMD Tassfnazdinisfmuinisnisndruioddudoannosdaudusniinauds 1 Jusn
ogdlsfimuunsdruenafionnisvdsanild fuaslsn CMD o1alidnumgnianaindudlinuly DMD
iy AnufiaUnAvesauasuazan vilvidensdnuasmsnoaiuinunald Wusu Aneuleinduie ck
diuty wilaeihldnifistutosninlugiaelsa DMD

3. Limb-gridle muscular dystrophy (LGMD)

Tsa LoMD ulsandrudiodeumsitugnssuiifidumisvaseinisnduiiosounsindnety
TsA DMD Bsazsouussiivnundrudodiufurosuunazan egrslsinumninissounssiinduie
fin waz/videndunile gastrocnemius SaudiBagyilAndslsn DMD winndn fuaelsn LGMD vy
wansonandsiilosounsslddaudlutodnauistoding fuaesiiduionslufodinbnsidudesidads
werlseifulsn DMD luwnufiihefidufionslutodinls Suluferidedonentsadulsn BMD willsn LGMD
A13190618N8ANIRUENITULUY autosomal dominant uag autosomal recessive vilviinasiora
NAYIBLAE UMY fU Fasineanlsa DMD fidnenenniaiugnssuiuy X-linked 3siloin1suans
Tugfmnendundn aneulsindunie K vty uwilaeitludnifindudesndnlugiaelse DMD

4. Emery Deifuss muscular dystrophy (EDMD)

Tsn EDMD ifulsandruiloidouniafugnssuiifionnisndruioseuusuas dgminis
Tsavalandnefufulsn DMD fihevsaeslsaiaziionnisdenusefivinunduiodiuduvosunuld
Adeiu uiiumisvasein1snduilosauussiivndiaiu namderUaglsa EDMD axfion1ssounisvns
n1snsvAndewiniu (peroneal muscle weakness) luvarillsn DMD avgeunseiinduiifodiuduves
Puazn13nadaiiias (gastrocnemius muscle weakness) uana1niioTefi3uuanionisvaagiiae

@ 1 [y

Meaealsananeiu laedUaslsa EDMD sinasfiennisuwanstinin DMD lnednisufionnisluiaiinaeuday

2
a o o a

vieTequ Sniadadl early contracture Aodefindaudnoufionisseuusaniovmsdafionnissouuss
Liiun fanuiideren 1Buseenine wazae Jes9ainlsa DMD flagidefandeainieinisoouuss
wnwda wasdnnududuiidudesnnedundn Q’{Jwﬂgqaaﬂmﬁ%ﬁ dilated cardiomyopathy
Ifdufy wifvaslsa EDMD snazlinnuiaundvesnisinlniinilasiudae Feeratlugnneile

Y a o A4 A Aa o [ I
A UNMAINICUIDLAYVINQAUNAY %quﬂzﬂqﬂiiﬂ DMD
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5. Inflammatory myopathy
Iiﬂﬂé’ﬁM‘ﬁ@é’ﬂLﬁU WU dermatomyositis, immune mediated necrotizing myopathy
(IMNM) WHudu fUasasuanseiniandruiedeunsauasianoulsindunie ck ity adrefu
Tsa DMD 1§ uin1sdndulsandruilosniauinazidaninlurrsdunvduiodion Tusasiilsa DMD
snaeaesidudeslulunaeidiounievasl nitienstinnduioniendunieviusniautasatiuayy
Tanddsanduilosniauunnnit uenaniloranuernsszuususausae wu I divnan uasiuims

Felunululsm DMD n13ns1amesviosuJURnsnusedu ESR way/13a CRP a9y

A1sdvasddtvuGuLiatin1s3tiodulsa DMD

asasavAtoulsinduiiio

N1IMTITNUAT serum CK gedundnddafinainndnniegniinats 9aglunisidadonenise
Dostuld mansaniisududommadansomnaefiasdelsn Tnofiaelsn DMD asdatugeszana
10-100 WiwesA1UnA (AU <200 U/L) Fsgdaedrulmgaziian CK Useunm 2,000-20,000 U/L
wio19geninidldluunee fedlvindr K Unfanunsaliinisidadednlidulsn DMD Wmanivndu
oglsfmu iWelsasuiululuszeriaulionnisugasenatian Ck flanadld iosaniimsiansveandu
dolumnuda fafudalisniufonasinnue Ck nmoudinnisitdadelse

funeiasdelsadlisidusonazaneulsddy AST wag ALT Tuynse uinisasianue AST
wag ALT gelpeUadey saudulifionnsnieanvnniassuunaiuens wusdiliangen CK Mnsiy
wsrediouleifinaneguinlunduiiefigniians Ssenailiitadenarandeudulsaduld vl
fuasueesesiatuioduluanalaghisuiu venandmnenaiuduasnuitdoulsind e

au9 19U LDH uag aldolase agFugasmeiyuiu

A1S0S2vdYWUSAIENS (Molecular genetic testing)
nsmTeRyiugmanfudaziaTaansonanuAAaURRld Uty Jufudnuaznis
nanestugueatiy DMD fal
e Multiplex ligation-dependent probe amplification (MLPA) @1313500533ANURAUNR
UszLan exon deletion waz duplication g %Qﬁﬂwiiﬂ DMD dqulugidnwuznis
naneugasna Jauzilvnsadusufuusnifloasdelsaiiodusunsidads

. 1< a € o W R v v = 1 <@ Vo
e Sequencing W UNITUATIERAINULUE Iumuazlmlmaﬁwamaw E]EJ’W\‘iliﬂﬁ]’]iJ‘Vi’]ﬂQﬂ’JEJ

1 Jufe99399 sequencing wuzilidssof ity f1ee19n13M519 sequencing eun
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- Dystrophin gene sequencing
- Next generation sequencing (NGS) laun gene panel, whole exome sequencing

(WES) wag whole genome sequencing (WGS)

Fsunisasnsraiutiuielin1sdadelseduluniy A 5 wuannanisidadelsa ensia

1
v a

Wue CK aalaund gUleadstasunsdemsiaiiuiiy Al

Azt 1.2 1599 MLPA for DMD deletion/duplication usuguusnluguasiiasdelsa DMD

wazAn CK geiaun@ (B1, ++)

nangIuanaB AUz

nsananaiugeansiaudfyet1sdadeligUasleiunisidadelsa DMD egrausiug
wazfioluiZns1aunsg U (gold standard)” © mingUaglasunisdudunisiugeansasivselovi
seftrsuazasauafmatsszns W Temalunislaunssnuiliame fuanuiinundnaiugnssy
fingran Temalunsidhsalasensidemenatin msnsrefiuiudinlinsaduandnaudulunseuni

Piianudswensdulsasarnisdunive Snvedddidutoyalunisnununseunsilun1sidadenia

v

UINIIUNBUNITHIRIMTENTITITENOUAREA (preimplantation or prenatal diagnosis)® !

WesngUaglsa DMD dwlngjuszanauiesay 70 Ianwarn1sna1eiusiuy exon deletion

%30 duplication (115199 1) Feanwurn1TnateRudAINaIaINIsansIalasIsmaiia multiplex

9

liation-dependent probe amplification (MLPA) %ﬂﬁﬂ’;’mﬁu@hu’mﬁqw”’ 96,99, 6163

INHANTIIANTIVAIEIT MLPA nun1snangiuganusalinisiiadelsa DMD waninasialiny

AnuRnUnAnsonalduay mIsdwleivigRansainisnsianel Geenaavidunisdsnsianendinen

Y

nanuLile %50 119599 DMD sequencing

lutagtuusvimalnedviesuianisluanrunervianaiunsansiveyiugmansdnedule

4 U

musgavideatunaianuan 1 egralsiniumnunnddguasnuililasgluaartunaiuisonsiale

a = v

lfsanUSnyvsedwiaflgiviyiieiansandmmafiuiuieddadelse usnainilduligiutey

%9 KY)

sa v

Wethevinunalsnanauiauninisiugeansiinsany awnsafnwiindulaandvledniesdas

Tunranuan 2
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b wuaNVAISItGadslsa

N15ASANY15IN8INAUUD (Muscle pathology)
TusfinnsAnasatiundaile (muscle biopsy) undslunisesiavaniiietudunisitadelse

witudagiunisdwnsisanasdusgaunniiesinanudnmitlunisesiseyiugmansinbiguaelasu

v A

ANSINARYNLUUTIUINT YU

AUzl 1.3 asrang1dingindtuile luguleiiaedelsa DMD uagAn CK gedauni udnsaa
Laiwuauiaun@iain MLPA wazidhlanudaladenisdalul (B4, +)
o Ligu3ad18In1INTIANIINUGANENS
o LinuAURAUNRINHANITATIINISNUTAENS
o WANIIATIINWAUTAEAS LTI FuRuSAUNIsAalsAnTala
(Variant of Unknown Significance, VUS)
Y ay Yo aa o 1 <
o fUrendaslasunisitadeuenlsnegesaniia

4

. Q’ﬂ'gaﬁﬁmms‘maﬂﬁﬁnlaiaaﬂﬂé’aaﬁ'ugﬂqumsnmﬂﬁuﬁ

9

< ] = a o
o Wudrunieluauivey

nangus1edeAuzin

nsnsaanedinendudedunislumadenlunsesadielinsitedoudlisndugowh
Tugfthsdiasdelsn DMD yns1e mrsfinnsanesaslunsdiinsasadostumatusaanslailddnoy
vdelfmmneulddaiaunioinisnisnddnidnléiulsa DMD wie fUhefionnisliaenadosfusuiuy
nsnatefusfingrany 1wy e1n15asdelsn DMD ufingIany in-frame deletion® * ¢ gisi]
fvanesenunuimsatudeivsslonilumsaedudunisidedelsa®

fuasasldsunaiinanisianatunduielneunnddidesng ndudedidendnlinas
gouusunniiuly wuziliidendafifidinduilossduil ¢ (erade 4 of motor power) lusneiidl
proximal muscle weakness wundonsandnuiie biceps brachii %58 quadriceps etipasiiansan
SnwmegUuuvenisseunss vieldnmisuenflevesndnie (muscle MR) $aulunisdndula
Tumaidensunisinnsatundianie Tundruidemsldfunisasanmienisuuds (freeze fixation)
A1e75 isopentane/liquid nitrogen #3© acetone/dry ice ﬁuﬁﬁ'éf@aaﬂmﬂc-‘ﬁ’aﬁﬂamﬁa’tﬁ%uﬂé’mLﬁa
faunwdiian mnliaunsavinlddesdslviaiosufoinsanelu 3 $alus ¥uld formalin Tunns
asanm Tusewinsvudstudedodlaiurly normal saline winwudsfsthuds (@ ssmwaiden) Tude

fosliduladiuuddaenss Mealau1aAn eI IRNTANTNONITARNAIIATUNAINLLD NITASENIN LAY

nsvwds Twdvlgdanunseylunianuan 2%
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anwaEIaNy13IMeN (microscopic feature) ﬁuaa%uﬂé’mﬁaiuéﬂw dystrophinopathy fianuelg
Ju dystrophic change fefinsmeauaznisainlniveadulonduile (necrotic and regenerating
myofiber) iéulendaiilafinarnuatsuuia (myofiber size variation) fifumduledifdundoane
nanaduleoiiuty (increased fiber with internalized nuclei) wutdulsauinlng (hypertrophic
fiber) wagvuraldnninun@ (atrophic fiber) Yglunuy fusuandadeiieaiuly endomysium
ey perimysium 1Y (endomysial fibrosis, perimysial fibrosis) wariierdelusudnunud
ndanile (adipose tissue infiltration) wazenanuwadsnauunsnddlundunile (inflammatory cell
infiltration)”

n1séounsraduyludalaiadl (immunohistochemical study) iiafsludunduiiioaiatie
A0adouen dystrophinopathy (DMD e BMD) annlsanduiifoinSafinuiien (muscular dystrophy)
¥iindu Suujuéa‘lmLﬂﬁﬁﬁ’wﬁzﬂumﬁﬁﬁ]ﬁa dystrophinopathy launueufvedne Utrophin,
Dys-1 (dystrophin rod domain), Dys-2 (dystrophin C-terminal domain) &g Dys-3 (dystrophin
N-terminal domain) nsdsdeusnfudesdedonduyludalanivis 4 vlanfeutu wazorafinnsun
Hafonuoufvefduiiannsonsaaldlaeisduyludalaedivuiundunielundousu n1sfiad dystrophin
domain #in1sasuiifissflasvivdelifndianudfinisfing utrophin fufuaratuayunisidads
dystrophinopathy fisfianuagausuusivesganesinewieduyludalaedfinmanuensldduiug

s (% I

AUBLAAMURAUNAYDINITNANEWUS TEAUAINNDDULIINIINITALTULIAYY dystrophinopathy ™

)

MvgEnYMEIaNeITIngLazHan1In TNy ludalaniiuansluning 6
N19M59397 truncation protein NFUNAMLUDLABAT Western blotting 91391871388

wen dystrophinopathy a1nlsananuiileRateuriinduiliauisaitadeulaegsuutnainuanisdou

a

duylugalaall warenagigatiuayuauduiusvmanIsiugeaninliinedsieuuineu (novel

o o 1

genetic variant) wisidusdialunsiuanudifguuda (variant of unknown significant, VUS) fiu

n13nelsa (pathogenicity) pgnslsnanisniaiifliaunsodemsialalulssmealng™ ™
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b wuaNVAISItGadslsa

. B

- — " : : o \. g o~ s . N = xS . r = -
B 38 T 7N\ A BT R ‘m Dy g A
. — L =4 F | AN L e
- | L :
! L " .
\ Tk -
| 3 vt Yozt » -
ot L v
e \ g, oA
- 3 | -
| 2
% \\ T ¥

[
N

'
=

AWA 6 Fodadnvazmmendineuaznisandsuyludalaedluiunduideandnmeeny o Bitldunis
3fadeidu dystrophinopathy

snnsdon H&E nudulendruilefivuauandrsfudniesiciiunars Siduladonenavidule
ﬁa%’wiwﬂﬂismaag i endomysial fibrosis waziilusuunsniantes n1s3dadelsa dystrophphinopathy 81f
HaN13ATIINUANNARUNATeINIsTondduyludalailulusiu dystrophin 1 3 @9 (Dys-1, Dys-2 wae Dys-3)
Adeuliifiaviofneisas saufunisuanseanves utrophin MAnty lunwdredunansnisiiuduves utrophin
fdoruwadlufinlsniisuiisuiumaulndfiazdouiia utrophin lewizfiduidentes (control) n1séeud
maduyludalmailugdasseiany Dys-1 a19as luvaed Dys-2 way Dys-3 douldfariag

N8R H&E, Hematoxylin Wag eosin; Dys-1, dystrophin rod; Dys-2, dystrophin C-terminal; Dys-3,
dystrophin N-terminal Bar = 100 luasau (nnlag w.ey. JuANT wNuYsy N1ATTINETINGT AMLLINVEAIEASAT Y

WYIUIA UMINYIBLURNEG)

A1sasan a1 LT (Muscle imaging)
nsesranmaendutielduuzih il dunisasrandnifieldlunsitadelse uranunsald
Tunsasradindnlunisfemuanududivedse onflunuvlunsisedaussansnmmiseainaes
madennisinenlu ednslsAauddiildlumuddowiniu Tneinadennsiaded
mimaaﬂ?{mﬁaamm?iqwamﬁmn‘fa (muscle ultrasound) t@un1sasrafilasuainuiey
wntuFesy esnvilddne sans lddui waetnldfuarusmiionngtassudaingn nweie
Tugfaelsn DMD gnudnwmeiindaidognunuiidaeluiu (fatty replacement) Saufuiidsiai
ndanile (muscle fibrosis) Faazifiuldannsiuasunlasmuduvendesasiou (echo intensity)

[y

Msslasuwlannanddunusiunisieasvaanasnatuiadlanainiuld™ ™
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ANSATIARLANLOUBS LoVBINAULELD (muscle MRI) agnudnwaznanuilauin (myoedema)

aa

LAZNNTTNLAUAILATEUEWSNBY AUNIAIeN1Sazauvastulunauile TaadnagnuauRaUnia
NANLHDEIUAUATUNA AL A1UT1998991 taun nanutile gluteus medius, gluteus minimus Way
adductor magnus WuLIN#ign AuL1eE Natuile sluteus maximus wag quadriceps #esinaglilau

NaNULOEIUANAUEILAYAUREIY09N LelkA Na1uLile gracilis, sartorius, Wag semimembranosus ™

A1SAS293U°
N1513529WA138928 (Electrodiagnosis, EDx)

n13ns9lWi1Ifade (Electrodiagnosis, EDx) Uszneuaay n1sasianistntiirvewdudsyaim
(nerve conduction study; NCS) wazn1snsranisibiliivesnduie (electromyography; EMG)
Jlegaauinunivesadulniiiistiulundnie nsuvanadesends Wasedd nsasnaniouas
n13nsanuANRaUnAIntnAIdade @8"1qisﬁmmmimmﬂfvﬁumsmaﬁ]LLuugﬂﬁﬁgﬂ (invasive)
LAzLIIIHATINNTTATIT EMG ansnsavenlddnfinensanmiind e wiliarunsavenanvnld
Feliuuzhlfnsadieitadelsed edndlsimuorafinnsandnsansdililuniseitadousnlsndy

W lsanauilosniau lsavdulsyaimaiudans Wusu
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A1sasIaUs:zliiu
aussaniwaaluLlio

WUWsUA naASElsIU
9sel Uduueisy

fuaelsn DMD aaslésunsUssifiuaussanwndsileifiousydiu
frdanagnsviiuveandiudeiietionaunlunisguasne nnsuseii
uazindesiiotaaussnninndieludvaslsn DMD viavue uanslily
A15797 3 NsUszfiualngTnldlunuide Wedsyiunisnevausiasn
n13Usgiiivagyilagiuana1vividn Wy unndlsaszuuyszam unng
ngmansiug dnnenmiita dnAanssutide Wy welauisn
Usziluegradunnsgiuana

Tun1sasnvesnusunnslunedfod Snasramdandmidedae
Manual muscle testing {uundn wonNTfiaunsanage U5
wuufmuanal laun 6-minute walk test (6MWT) asaalaglgUaeisiu
Tuwwsulilduniganelunat 6 uii udarfnszesnsiiauld was
Time to rise AT2alagliEUiasuanyiusuduiBulildisfiaaud
Saszoznadldnanun n1sUsuiufinaniaudfynieedidniients
Anaulsanng 6 Wheudadeuldlunielgdn

otalsAnunisusziliudinanaimisavilfianzgiaefiogly
syoziiuld FefinrsWaunaiesiion1snsaa North star ambulatory
assessment (NSAA) (naruanit 2) Tuifieliussiiudmsuivaeiinlsa
DMD Taeianiy safunisuszidiunisldeundraieniuianssusieg
17 519113" msUssdiumaiifuiidedelfuazdaslunisweinsailsa
iioaan1sainisyauiiugasvesnduilesudanisgnydeainuaunsn

lunsiau’ wenanilluszezigUlienagiduaiuaiuisalunisiiungy



WuWsun naAssalsol, asal uauuaisy 4

aunsausziduanssanwlunisidnaruiilowaunagile (upper limb function) A8 Performance of
the Upper Limb (PUL) 2.0” uagz/39 Egen Klassifikation (EK scale)®

mswA 3 MsUszdiunaziesesiiainaussanmnaaniielugiielsa DMD

o o v

A1a9Na1uLle (muscle strength)
e Manual muscle testing NNILYY

¢ Quantitative myometry NNITYE

° v & .
N1SNI19IUVINAULUD (muscle function)

e North Star Ambulatory Assessment (NSAA)'"®" seuzlAule

e Performance of the Upper Limb (PUL) 2.0" VREFEE

e Brooke upper extremity scale NNITYL

e Hammersmith functional motor scale (HMFS) NNILE

e Motor Function Measure (MFM) NNILE

e Bayley-lll Scales of Infant and Toddler Development 918 1-42 Lou
e Egen Klassifikation (EK scale)® sgoziaulila

ANSNAFBUNITVNIUBUUNINUALIAN (timed function test)™

e 6-minute walk test (6MWT) svoziAula
e 10-meter walk/run test (TTRW) syoziaula
e Time to rise (supine to stand) (TTSTAND) svoziAula
e Four-stair climb (TTCLIM) syoziaula
e Four-stair descend svoziAula
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LLUINIVAISSAUN

2ASAY WUUVASNOV
SYUA AVAGSSSU

Awuzdl 2.1 n1sinegUaelsa DMD dleenglanasiladiiesosd
(glucocorticosteroid) lngisulinsuniiann1snatutilasouuss
(@gUsza 4-5 V) uazlvinaiionasndin (A1, ++)

nangud1ed AUz

ToguszasAnanvesnsivienglanesilaaifissesdlugUielsn DMD
Fovfleiiuaruudussesndiuie Sadrsnaressreziiuld (ambulation)
wazifisuszAnsnmnmamnela uenaniinglanesilaaiesosd daduan
anudsslunisiinaniznszgndundsan (scoliosis) fifaasunisHifn
waz8¥rann1sLng dilated cardiomyopathy

wuglhSldnsinvdeeingu fudfiaeduiinisiouees
n&aileideuas vieengUszan 4-5 U uarlviesousiiinsasdngsroniu
Ll enshdindanieurunaznisldiie wwasnisiinanivunsndousisy
WU ns¥andunann dilated cardiomyopathy LagA1IEUNINTDUTEUUNI
48, 50

Wwunela

gnglanesilaaifiesess (glucocorticoid) Nldlun1ssnuilsa DMD

Town prednisolone, deflazacort ILeg vamorolone




aAsSAY WUIUVASNAY, BUYA AVAGSSS 4

2.1.1 Prednisolone?®

nalan1seangnd

o lvilouwadnauilonsl (cell membrane stabilize effect) anAudemevasnaiuLile

Y @

e AANITONLEU SUI'JEJaG]ﬂ’J’]lIL%‘EJ‘VI’]EJ‘U@\‘iﬂay’]QJLﬁ@’ﬂ’]ﬂﬂ’]iﬁ]@UﬂU@\i‘U@\ﬁSUUQﬁﬂNﬂu

o AUANNITNEATHANIAGYT (nuclear transcription regulation) Wedisannisaaielussiu

lunduiile uazvasn 1SIdeNN08YRIRINTVRILUIY

YUINYITBULUN

YuIneTLuzine 0.75 un./nn./3u (uingegalsitiu 40 un./5w) (51sil 4)

o nadfthefthmiindudintunnnin¥esay 20 vesiutinimazaudmiuamNgInNT9eTY
pdsnniusndunadadeiusnnnii 12 Weu uugilanvuaenaamde 0.5 un/nn./u
widthndnginafistundsanuivuineas 3-0 ieu wuzinlfanruingiauvie
0.3 un./An./3u (Srufisidnlsiiund 7, einsmssionlvie)

e nafidulie Ao uurth3uliodiae Wedudennsndunilogeuuss Sufimavndutostu
wsogUsrunl 4-5 U*°

e lainuziilinisdnwdieen prednisolone Tugthelsa DMD lsiflenisseunss Wieeny

Yoanin 2 U

nadnafseiidrfnyvasnisld prednisolone ldun
o dwniin @nndidesay 20 vesnnBud)
o ANUAUlATAg

. anﬂiimﬂﬁauwaq

o NISLSYLAUlATN

o WgTenyuandn

e AnwazANgUsNLUU Cushingoid

o NINIMATOULATUHALUNTZINIZDINNS

e Glucose intolerance

e NMINANTIUVRIABLMNINLA (adrenal suppression)
e aAMgauan (hirsutism)

e

e ABNTZAN
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mswA 4 aslruaveseinglanesilaafiesesalilugielsa DMD

Prednisolone 0.75 un./An./ U (VWIAFeEn 40 un./ )
Deflazacort* 0.9 4N./AN./FU (VUIAEIEA 36-39 UN./T1)
Vamorolone* 2-6 Un./NN./3U

*¢elaiflglulsemalne @ 2567)

2.1.2 Deflazacort

Jueneuiusves prednisolone 91nn1s@nyImuIn deflazacort Vil Uregadeninuauise
Tun1siug1nan prednisolone Uszuna 2 U wagiinat1aagssunisiinduaesiininuasil psychiatric
side effect Wounin prednisolone ag19lsAnu Deflazacort dnadraAsaFessionu nswIgyAulag

waranwuznNIgusnkuy Cushingoid 11nn31 prednisolone® **

2.1.3 Vamorolone

I aa L ) L. oA 1Y) 5 a a I3 v oA
Ui nanIun1senidy (anti-inflammatory) ¥uULAEINY mﬂqiﬂﬂaimiﬂamasasm weilaldl
nalnn15aensiadu (gene transcriptional activities) 19119 glucocorticoid aaﬂqw'ﬁié’ upnNi
o a L 3 v W . . L = = oA )

Vamorolone 8317150 U (antagonist) A9AITU mineralocorticoid ¥I3MNNITANYY WUILLBLNYUNY

prednisolone ka7 &1 Vamorolone @11150a013a1 Time to Stand (TTSTAND), Time to Run/Walk
10 Meters Test (TTRW), wag Time to Climb (TTCLIM) anxad1aifsafigniiesiulagunng
(physician-reported adverse effects) waziinananisaiyiAvlpaitiiesnin®
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Fuuzin 2.2 danseanismanaunisdnuidasen glucocorticosteroid TugtaeTsn DMD uag
T ¥aduiasu TulsafifUasdaaifigiiduiu (D1, +)
e  A32AIMINEI51URITE (stool concentration for parasites)
o ANTSTUDN, maauwwa%qﬁu (Tuberculin skin test, TST) %38 Interferon Gamma
Releasing Assay (IGRA)
o as3dAnIashTadudnEaUTwaLd
. asvseugiduiudeliFagnla (varicella zoster virus, VZV) TugUseiidslidniadu

o ATvgUN AU wazTnwIrluy

nangudnad AUz

[ ]

g1nglAneTAlAaLiyTRgAlNaT1LABINEAY ADNITNAYIANAUYBITINNTY FUNUAIIULEES

q

¥
ra a

n1sAnwe AetulUIsAITiasunNIsAnnTaInIsAnwe wavliinduwasululsangUisdelaligidqunu

neulsuMsinwmeeInglanesdlaaieseud ™ *

n1ssaunlsa DMD Gauarssaun1vdu (Gene-Based Therapeutic Strategies)
Gene-Based Therapeutic Strategies LﬁumﬁﬂmﬁmLwﬁlwwﬁuﬁqﬂiiu%ﬂm DMD 1lagass
Toeldimaluladnige 1w exon-skipping N1514 small molecules #30n155n81928 gene therapy
Tnesjaduinisiiuyuiesawelusiiu dystrophin luwadndnile widnsfmvuisssamagldsuns
UIRINAUNUANLNTIUAITOIMTUALEIVRENTFBLUIAT (Food and Drug Administration, FDA)
wazildluuisUsemauda winissnuimaniosldiidlulsundlne sgrslsimuendndnamisorzas
n1sanfuveslsauadaluindngrunienisunnditamnsavinlimevinainlsald #9819 Gene-Based

Therapeutic Strategies Tuta90u wanafns A13199 5
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LLUIN1VAISQUANId:UnsnGau

stuundutliouasaastnaaulka

Az 3.1 fUlealslasunisusaiiiuuazqualaeinanivi¥naeng
A31LAUD WNBKNAANSNITSNHING LAZINUUTEENSAINAITNIUVDS

nanuilawaznisAaaulng (D1; ++)

nangusedeAuzin

Fuanindn Fausznoudounnd dnnienmvida thianssutide
LLazﬁLﬁﬁmmmé’mﬁuq ffeades mshousuiuielinnssneegady
23f51 FeziiinlonalinisiAnnan1ssnudia ludunisifiuuseansam

nsauvesnduile Msiedoulnl wagiiuaunMIInveagyie®

o o Y Yo a = v &l
AUZUN 3.2 EdU’JEJﬂ’Jﬂﬂi‘Uﬂ']iUi%L&INLLaWIﬂW]&IE]'mﬁVINﬂaWNL‘ua
¥ a a a ¢ P29 =
mamsm'mmﬂsmmmflummgmiﬂaLtwmmapﬂmumimﬁums
1529 (A2; ++) WU

e NI5LAU 6 U (6-minute walk test)

e N1514 North Star Ambulatory Assessment
nangusneBeAtuLin

N19M333 6-minute walk test ag North Star Ambulatory

Assessment (81utiiEfulaniund 5, Mauuan 2) 1Wun10593nLInIgIu



> uu:)m\Jmsquam:):unsm?au

\WUIHL (quantitative measures) Tun1sinnasndiuitle Aueanu (endurance) LagAIINAINIT
lunisipdeulni (ambulance ability) FuhlvigSnwiauisafaniunissnulasesusduganniu’
warlumsU R n1sUseiunisiunie observational gait analysis fiUszleytieg1egslunisuseiiiu

Y & oAl | Y a . . A o o '
ﬂaquLuaﬂq&ﬁﬂ@@uLLiQ‘Uu’ﬁQNﬁI‘V‘Lﬂ@ pathotoglc gait LwammﬂszﬂaﬂummwLLNUﬂ’]SiﬂHW@lU

Az 3.3 fUaealsiasunisdesiunsdefiauaziingy (B3; +)

3.3.1 wuzihliinisinmdenaidndulszsnegnaton 4-6 ase/dUns wWuiidewin Wi uas
azlnn wazinsiawmdeaiiaduiidefio fio wazas winnisuszlunuinfiaanusndu
(@useaziBoadiudia lefiaranuan 4)

3.3.2 wuzthl¥gUaeld ankle-foot orthoses (AFOs) Yauzusuvmdy tieann1sEnRaLazngU v
Fo1in MeilnsssiasySaunanaiuvazld wilinasld AFOs Lﬁaldﬂiaﬂlﬁuiuﬁjﬂaaﬁé’a
wule

3.3.3 lufUasfiuiinisdadnveadaiia arsiarsuinsldiflenuuu serial casting w3e

progressive stretching splint auAuwNzauluLfazse

nangIus1edeAuzin

nsBamBeanduiilelufiislsn DMD azdreinwimnubangu dosfunisiafnvesnduiile
F285n91 range of motion wazauAdedrlunITYeL ArsBuTMsEamdsandiuidefidein
W1 wazaglnniow esniduuinadiienisioy wazduinisiamleadiufuiidesie e wazae
SoomsmedsafiuinntusazitasFuiionisivinadnaade msdamieanduiionisuurihasy
WigUrevilaniunuied (self-stretching) nviliuu passive stretching mIssedingy 33 lilusansesin
Aty

laiuuzti 1Y ankle-foot orthoses (AFOs) titetaeiiu Tugvaslsa DMD Aifsanansatiiuld
Lﬁl@\‘]ﬁﬂﬂﬂﬁi‘ﬁlﬂﬂ’mLaUL‘UEJ'QLﬁﬂﬁﬂﬂﬂ’]i‘dﬂL%EJﬂ’]SE)'EJuLLiQ“UBQﬂéJWNL‘ﬁl’e] quadriceps wag hip extensor
nsld AFOs wietedueavilinisiuldidusssund anauagesdilunisiedouln Wndsau

% ge19lsAnudanuzun

Tunsduaniu il vasliosniiu wasiligvaeduldlaldy
n15ld AFOs Yauzueuvdy LiisannsiinnsBafnuazinguvestein msseiinsyiunanarivuusld
AFOs URUEUBUNET UG

fUheesBumisldilonuuusieliles (serial casting) Wufifiuiinisafinvestaiii (ankle
contractures) WAzIINAINANIENUAD range of motion WiansiAdeuiivasfiae ns¥nundie sl

watiiu 9 gaerzasanudndulunisSnvmenisiidaudlunisinfnvestominla
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AUz 3.4 fUasadsldsuduuzitluniseaniiaanie (B3; +)
3.4.1 9AN8ATNUIUAASAIRUATUSIASUNTSRONATE9IN1E SauNaaUn1shela (breathing
I dl 1 Y 1 a 1 1 d'

exercise) NvagausagUaslsn DMD Tuusazsie uazinnuagnenaliled

3.4.2 uwuzUd1IN1999NA1AINIYUUY submaximal aerobic ¥y Judnseruagnuil ns
aann1a9n1g Iyl

3.4.3 A9IUANLABINITIBNAIAINIBUUULTIAIUES (high resistance exercise) wTautin
viulu (overexertion) #38n1599nA189N1ENTNITUAAILUUAINE1IVDINAULL DLV

(eccentric contraction)

nanguanaB AUz

nseenmdsnigegaianenelinisguasesinneaimindn awisadesfunadiades
s TIauuuliipdoulns (sedentary lifestyle) “U’ENl}»l:ﬂ’sEJL‘ﬁlax‘lﬁ]’]ﬂ@’]ﬂ’]ié@ﬂLLiW@ﬂﬂﬁ’]ﬂJLid,:ll’ej
FeanunsaneliAanaideluszoreniuddtae Wy dvdniy vienisvEnidssnisdndeny venand
nseenidanie Ssdsnafderuudusswondiuie mavhaurestilaussraoniden uazamnmdin
[GEERH

Q’ﬂwmﬂﬁ%’uﬁﬂLLusﬁwmsaaﬂﬁwé’qmaquﬁﬁLmﬂszLmﬂﬁmammﬁwwﬁ (low-impact,
low-resistance exercises) 1wy ponfdanieluii %’ﬂi&l’luLLuanjﬁuﬁ (Cycle ergometer) Lfia¥nw
nsvieTurendmiile

wANAEINSeNMEINBLUUNALEeEni (Eccentric muscle activity) #Sensoenindenie
fildamdumiugs (high-resistance exercise) U n1senuviin iilesainnisesniidsniedandnn
vilmdulendudefinnsuiaiusasrinlinnuuduswesnduieudas® (Grufiufuiivade 2

YDINIANUN 4)

A1soanfldvatenuustintugUoslsn DMD (dud

1. sanidwniglui uunhiUigliesnmdinentensieiildnudszeviauld szoziulyl

v

lagaesu laudaiedlng lneddauasenslngdn

1/ lﬂl o ¥

2. dnsgrunuvagiui wunihgUlglieaniidiniemenistudnseuiuilanse sseeiaula

sezulalagiady Wandaledlng lneddauasenslnddn

v

3. a1snuiela wusigUieviegladnlvenvetsauuins (8ruiiaAuiiide 3.1 ¥8s

AANUIN 4)
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Auuzin 3.5 §Uaelsa DMD avslasumsuszdfiunazineianuiduiinvesnduilolunnysang

(D1; +)

nangIud1ed AUz

fuasasldfunsssfiuanuiviinvesndmdeuasnsndoulm Tunnadsfiunugfne
nsagiasnsUszifiuaanduiin MlkUefiaunmdinanas uasiinaueieaiananisuas
msle dawalsigiasannisiadeulny uazidesnisdideny mssnwianuiuuinvesdiaelsa DMD
Usenause NMsinyInnee Wu n1sideuwilin wagnisshwuenmilennnislden wu msnienmdnda
Aanssuvnda waz N1sUnUaAngAnIsURATAII1UAA (Cognitive Behavioral Therapy, CBT)®

stuUNIVLaUdIKISULazA2:lasu1IAS

fuaeTsn DMD sinilngunsndounmassuunaduemsvidelnruins W dniinuiu diniin
fhtfes Inanszgnen MInduiaund waznisBafnvesuinsilng JadedrdgiviliiAnnzunsndou
fsnana leund nsnudisenglanesilaaifiosesd nsiedeulmnaznisldndsanunisanas 3
amezunsndeudingnn shliAnuansenudsaudessuunafumela nduiile uarszuulvaiouladin

luiiga Fafiduuzimielaguinisuasssuunahue I saseluil

Azl 3.6 gUleadslasuAwusidulavunig

3.6.1 fawarsldfunisussfiunazmslasuinis Tasunngviadidervgdulnsuinis o
Guldsun1sitade uwashanuegnsraifissnnaanumanza (CL; +)

3.6.2 A2sAARILUsZIEULRTN d2ug9 weight for height uas body-mass index (BMI)
TunnefeiidUasulsaneuna (D1; +)
o MngUaedulaila Tiuszidiuadnue1dvinuey uazld weight for height/length
« mninaMuglUle Aansanldnisindusauluau (mid upper arm circumference) Wy

3.6.3 uwuzin1sfuusenueIms MlUSunamdeny Tsiu anflulawmse luifu uisng wazdaniiu
agamnzay lnededenuuiunaaisamisiinasiasuusesnfudmiuaulng w.a. 2563
(Dietary Reference Intake for Thais; Thai DRI 2020) (mi'N‘ﬁl 6) (D1; +)

3.6.4 Uszfiuvsunanisuslnauaa@ey wazinany serum 25-hydroxy-vitamin D Jay 1 ade
wazlin195n¥1A12NT93A5UA (serum 25-hydroxy-vitamin D < 30 un. / ua.) (D1; +)
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nangud1ed UL

fUelsn DMD masldsunisUssidunnigynslasuinislunnassiiunlsmenuia wiouds
Aanutun d2uga weight for height waz body-mass index (BMI) Inefiilesifulndfimunza
ogsewinuesifulnad 10 e 1wWesiulvndd 85 (10th - 85th Percentiles) mutaseny tnlawuinis

msdidmslunsimunemstigUlslasvaisemsludsunaimuigaunuuiazynna o990

Ce

dififuugilasanziugUielsn DMD Jawuziilvansdminauugdiunulavuinisdmiuusesing

Lundaunind® > @1 a15199 6

o

Mswi 6 Anuzukulagnsdmsulszrnsalundaunng (daudasain 94)

Overall calorie need = resting energy expenditure (REE) x physical activity factor
e REE luiinanef1uinuainaunis Schofield
- 819 3-10 ) : REE [kilocalories] = 22.7 x weight in kg + 504
- 919 10-18 Y : REE [kilocalories] = 17.7 x weight in kg + 659
o Physical activity factor (@msuifinyieeny 3-18 U) laun
- lLifinnseenmideniy (1.00) n1seenfainietsy (1.13) n1seenniainieuiunan (1.26) wag
N1999nNaINTENIN (1.42)

o 919457 : 19 nfu/Tu
o 9186871 24 3/
e 919 9-12 1 © 39 nfw/du
o 91913151 : 55 n3u/3u
o 918 16-18 U : 61 nfu/du

AutaAtn

e Ywiin 1-10 nn. : 100 wa./nn.

o Ywin 10-20 nn. 1000 a. + 50 wa. doAlandudiiu 10 an.

o twin > 20 nn. : 1500 5a. + 20 wa. sodlansuiliy 20 nn.
RHEREE

o 918 4-87 : 1.2 803 (Usgaaw 5 6e)

o 919 9-13 1 : 1.8 &n3 (Usesnas 8 02e)

o 91y 14-18 1 : 2.6 893 (Usganad 11 1e)

o 918 3>197 : 3.0 8n3 (Usganas 13 998)

AITtAaT M IANNNYINTUSIAADIM STIkUEEINNeTE (dietary reference intakes, DRIs)
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uam]'mﬁl,maL%smLLaz’imﬁuﬁﬁm’ma"ﬂﬁzy,asm@ﬂumimmamz@ﬂ (bone density)
wardaaiun1iznsegnniy (osteoporosis) HU8FeAITiATUNITUSTIIUUTIIAULARID LA TIATIUA
othadosday 1 Ass Tnstamzdiheiegluszosiulild wazldoinglanesilaaliosend §Uaeaas
I@5unissnulsansoiniiud (vitamin D deficiency) lafl serum 25-hydroxy-vitamin D fie8nn
30 un./ ua.*

Az 3.7 fUaealslasuAuuzindiussuuniuauennis (D1; +)

3.7.1 wusihlguaeldsunisuszifivlasunndlsassuuniaiveinis esedednfdaed
a1n1saanaluil ﬁ'aﬂfgljﬂ (constipation) lsansaluadou (gastroesophageal reflux)
n1siadeulnadldinund (dysmotility) e fiaarusndulunisld gastrostomy
tube

3.7.2 g’{ﬂ'JsJm'i‘lﬁ'%’un'l'iﬂ'isLﬁutﬁaﬁﬂniaaqunﬁua"ﬁmn (dysphagia) agnsadnaualuszes
ulaile

3.7.3 wuzihldldarusnwtesnisldaneliennismiantafias (gastrostomy tube) wiiadl

¥
v =]

YUY

nangIud1edeAugin

21msttasn Lunnzunsndeuiinuveslugiaelsn DMD esinnisdeuussesndila oy
vose¥iznulu (visceral smooth muscle) Safuiiadeidsanatagng Wy colonic transit time anaa
nsldindeulmvessienis (immobility) Auseukevasndmiiientvios uagn1azrmin fuaedd
81N15M0HNATTLATUNITTNYIAIBesEUNY WU Indefidulnanea (polyethylene glycol) milk of
magnesia, kanglaa (lactulose) n38n15i81@7UNIT (enema)™

Tsansalvadou 1unnzunsndouinuvsswuiu fUiemsldfunisussidulasunme Tsama
Fuemns mnmsinwidesiuldldng iesnnnnsseunsswesnduiieFouvesmaiuems e
fUheianzunsndeuasdelsansalvadeu fuisaislaiunisuinviummdionemaiueins e
firsannslinannn uazUfuilAsunginssunisiu Wy AundesUiinades widineuilunishu
Lazana1msluduge®

A1nzndud1uin (Dysphagia) tunnzunsndeunisszuumaiueimsiinutes 91013
ndudundnAesq dauguusanndu fiaedinsldsunsdansesnnegdinanarmiiegwioiiles
leun 91ns3dnaruinlunisnduresnatuaremsuds mnuidninenmsinegludine wazldiaiuiu
Tunsfiuomsusiasile

SloftasEuiinuguusiwesnisunsndeunissruumaiuemnsuiniu wu dwidnan fine
11t Sangymlavuinis ddntes sidedtamndudiuin Sornsudelenadidn aaslviduusin
Tunnsldanglemsmantivies (gastrostomy tube) wazlinsguasnlazuirdalugUaeildsuaims
neangliomnssely
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stuulkaldoulaika

Auuzin 3.8 n15asranaulniwala (electrocardiogram, ECG)

3.8.1 7529 ECG oy baseline aaualdsun153daselsn DMD (B2; ++)

3.8.2 m3793 ECG 9n 1 U Tunnszezwaslsa (D1; ++)

3.8.3 WA15IA573 ECG windfiannsvaenisvineiuvasinlafiugas wiaauaiuuziinvasunng

Kweaveylsniiala (D1; ++)

NaNFIU19BeA UL
HUaglsa DMD dAnuidesasiiaziinniesilauiadanie (cardiac arrhythmia) wazn15amn
w83n1511 WA (conduction defects) Anuidsstiiuduniueiy lnglussazinulaiilontanuagulnii

MlaRaunfuseua Sasar 30-50 Tuszeziulilati9du Sesay 70-80 wazluszezwiulilaleine

'
[ A

WNNINFeray 90 AiugUeFAastasun1InTIe ECG duaisuusnilasunisifiaduiiioilu baseline

a r-:l'ﬁ’L = I IS é’ U"Lva./ (% M a ‘IJ 246, 95, 96
PANAIULUNTTATIVNDLIANAITNIULIIVU LA LATUNTITAYILHDAIIINUAITUNAUNG

Az 3.9 Tun1snsranisnsiaitlaniesafiuiiesnnungs (echocardiogram) (B1; +)
3.9.1 A593 echocardiogram wiatlu baseline WagUawany 6-7 U

£ o

3.9.2 WA1TUIATIARAATY echocardiogram LHusses N9l FUAVUSUNAIULANZEUVDS
g0uUNEIUTA
3.9.3 WA15841M573 echocardiogram #1nd81n15989N1591191UV09%2 TR W3RN

l
a

Awuznvasnndgiveviylsaiala

nangud1ed ez

§U3elsa DMD avSunungndriealefinun@ (cardiomyopathy) Ansaaldain
echocardiogram fiengiadeUszanal 14.4 T wenaniusznasesas 30 sumsliﬂwﬁﬁ cardiomyopathy
azfionislsaialaduinan (congestive heart failure) 39mslAsSUNIIATIAAANTBILATRANIY
echocardiogram Wauseuiu left ventricular function vuIAaIRale warueINIAURAAUN
Y9an19LAAoulnivesiaiila (wall motion abnormalities) dlensranuaasldsunisinwedis

PUN9N =
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ALUZUT 3.10 13NA1TUINTIARAAIN Cardiac Magnetic Resonance Imaging (CMRI) a1y

'
=

AUy lsanala (B2; +/-)

nangudedeAuzin
CMRIunisasiaiiadenianubigawionisidsuiuainisvinnueesinls uagaunsansiany
n17% myocardial fibrosis 1alanin echocardiogram agslsAnun1sNansm1vi CMRI Aosduiu

AUNTDUVBINITNTIAN L

o o a o = X o a f a
AUz 3.11 813NTUINTIIAANTBY 24-hour Holter N 1-3 U lnsdiufiuany iilagvleiianns
N9AAUN 139NNV left ventricular function AaUNR %383 myocardial fibrosis #3aMUALUZUN

vasunndieavigliaiala (D1; +/-)

nangIua1edeAugn

FUhelsa DMD fimnuidssdeniizslafuiindsme W atrial fibrillation, atrial flutter,
ventricular tachycardia way ventricular fibrillation Fsanunsasnuildseensnuwiladuindoney
dleftheflenisledu vienmianuanuinunfvewiila Saereafiansanliunisnsrafansesie 24-hour

'
a

Holter \Juszagauduwugiinvounedigeimaglsaila™®
Az 3.12 n1slienvzasanuidenlsaiala (AL; +)
ﬁmsmﬂﬁmﬂzju angiotensin-converting enzyme inhibitors (ACEls) %38 angiotensin Il
receptor blockers (ARBs) tJugnfausn (first-line therapy) Lﬁ'aé’ﬂfwkﬂ DMD Wnlanudala
Fondladasioluil

o WedUhsizunansernisinleduivias v3edl LVEF < 55%

o ANANFIUANUAAUNAVRRIRAINNITNTIAIUITEA8ITAS 9

o ileftasengaud 10 YUl uilifianismeszuulvaisulafinude LVEF Und

'
=

o WA inNAUzNvR W NE BTy lsaTiala

nangudedeAuzin
mﬂ?’fmmju Angiotensis-converting enzyme inhibitors (ACEls) 14U enalapril Wag
Angiotensin Il receptor blockers (ARBs) 1 losartan @1u13atiwannudulaisn ann13v191u

\uveariala (cardiac workload) uagzasnisiinnnegridlanumadlugUqelsn DMD™
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nalanisoangqnsvaven

e ACEls: fufinisidsuulacues angiotensin | lUidu angiotensin |l Fagreanmusuladi
wazann1991191UAUTeIRIla (cardiac workload)

e ARBs: fuifin1svheuwes angiotensin Il # receptor Zsilnaanausilainuarannisinay

\iUUD99La (cardiac workload)

AU 3.13 A9 L1EINEYN Beta-blocker LaWUNANFIUYDINTHTA lRdUMAD HTBITY

¢ v

#i ventricular dysfunction lagususuinginuAILuzivewWngietviglsanala (AL; ++)

NaNFIU19BeAULYN

B1ngsl Beta-blockers 1ugnfifiuszansamlunisinwinneiladumadlugvaslsa DMD
Tngeni fignslunisandnsnnisiduvesiala an myocardial oxygen demand uagdaeiiiu cardiac
output ?Nﬁmimﬂﬁafma;uﬁ Lﬁawwé'ﬂgméuaqmsﬁﬁﬁﬁ]é’mma:] %398 ventricular dysfunction

o a v . . = . . = o v 14 97,98
uanmnumawwmamﬂmm dlgoxm 198 diuretics Lmam’gwﬂaaummmuqmlmmﬂ ’

Azl 3.14 Warsaunlvignngy antithrombotic TufUqe9ill severe ventricular dysfunction
wazdinnsindaulnlsnenietas (immobility) wianuAuuziIvauNng{ierggaulsanale

1
=) =

viselWeavlsaien (B1; +)

NANFIU19BeAULYN

FUhelsa DMD fauidesenisiinnnzauidengasu Wesaniinsiadeulmsieniedes
(immobility) wagdin1svinsuvesiilaiaund (cardiac dysfunction) 33Wa15eunlinen anticoagulants
%30 antiplatelet dietlaafunnigdang Iﬂ&JLaW’lzﬁﬂ’wﬁﬁ severe ventricular dysfunction wag

Weguhesundoulnisianiedes”™

AUz 3.15 U3 DMD adslasunisusziiudiuniilanauanenaau §1gUaeliann1svseninis
uangagudd Adsldsunsusaliuginaunaseaay (D1; +)

nangudnad AUz

\WewangUielsa DMD dauidessenisaneaay lasanizlunisindalug wu n1swidn
d‘ o v . . . = a Qll a a
\eunlunseandunann (scoliosis correction surgery) 335UszIlUANMEBMNITEUU LA WaTn
wazAsuATIdyunngnsuisrnudes e ligUlelasunisguasg1amunsauianowkAn vausH6n
96, 99, 101

LAZVAIN IR AN
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a A

AUzl 3.16 n1Insradansaatiayssiliunttzialalududsiiduninzveslsa DMD

(D1; +/-)

3.16.1 819#9150410593 ECG Waz/%39 echocardiogram Ineizusulusedlunajnaudu

3.16.2 81935 MIAAAINAANTEY ECG waz/u38 echocardiogram agssaiiiasyn
3-5 U mnuadansaslinuauiaung

3.16.3 813W3130IA529 CMRI AruAnuzduwndfideaviglsaiale (Wenadansaany
AURAUNG

nangIud1edeAuzin
Aurswmengaiidunivzlsn DMD a111500539nun13 cardiomyopathy 9110159539 CMRI

Igd¥auaz 47 lneaulnunffinuldun n1sanaswes left ventricular ejection fraction (LVEF)

a A

$oway 14 uagnu late gadolinium enhancement Saway 16'” fudsiilunivzvodlsa DMD 39ms

o

lasunisnsiadansesnsusiuivdnanoudu el baseline sursnaslisunisnsiadansesegiaiey

1N 3-5 U alaifianuiaun@d™ "

StUUA1ISKIloUatAISuUauKau

nsguaszuunismelaiimiudifysdenissendinuazaanndinvesdie 1esaingiae
TsA DMD agiinsdeuussvaand uiilassninanszgnilase (intercostal muscle) wagndnaiilanyaay
Fsazflonisdnaundanniguasegluszeziiliamisniduls (loss of ambulation) wazduusiy
néduilaveuuugounss (upper limb weakness) Mdusniudess uaﬂmﬂﬁmwﬂiz@ﬂé’wé’mm
(scoliosis) ﬁawwulﬁiu;ﬁﬂw‘[iﬂ DMD eyl restrictive lung disease Fvdanansznusan1sineuy
vasszuunsmelaliiguiu luszesiuldlddnnuindiiedndudediiaiesdionele TasiEuusn
pnadin1siflaniznisueunaulutisnainasfu seuteainn1sglasumailusenineiu (daytime
respiratory failure) audiadldnaon 24 Falue'®

desannisadiulsadulegnedssdudesly HUrsenvzarunsauTudalalaglasdnts
a1msAnUnanazsisuliunmdnsiu faiumsinisussdusazfnnuanuiadnivesnismele
a813lnd%a Tdud nsdnuseiRegsasidenfieusadiunismelafinun@iannnisusundu auives
nsdndelusyuumelediuans auanunsalunislendessunoidumes nsnay anwuansalunisiiu
(ambulatory status) 5U09N1TATIVAUTIONINUOA ieRinsanlinsiiinsnumuaumunzausy

Sygyyadlyn o> 1
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ATUZU 3.17 N15USSLHULAZANNINNISNINIUVBITSUUNISUIETD (AL; ++)

3.17.1 THuszdfiunnenismiessuumelasgsadnane uazidioasdoanuiaunfvasnismela
ArsiansaasIadaniaussiussauineludenuasseiuindausifiuiu

3.17.2 Bun1svagavanssaniwlan (pulmonary function testing, PFT) Lﬁaﬁﬂqa’[ﬁﬂfmu
saufialun1snsan wiailaduasangaud 6 TAuluTeaiadndimaiianisnstafivanzay

3.17.3 n15Uszidiu PFT 1@uA Force Vital Capacity (FVC) 210 spirometry 1unan wagiiansun
#3739 negative inspiratory force %38 maximal inspiratory pressure (NIF %38 MIP),
maximal expiratory pressure (MEP), peak cough flow (PCF) #naunsavinla

3.17.4 n573fAAY PFT 90 6-12 thauluszaziauld wasnn 6 wauluszeztulaila adsiarsan
as2adnan PFT vasduludiasiifionnismeszuumela wieilsanieszuumelady

] 14
UMY

NaNFIU19BeAULUN

Tun1sUsziliuneazAsa N1SE2UAIUDINISNINTEUUNIETSIUAUNSUTLIAUAE PFT Lay

'
a o w 1

a I & N ~ V1 1 1 =% a a
NITUINTIVABALU YA GRIGIRIRISMNEN Luaﬂﬂ'lﬂﬁﬁlﬂﬁlﬂiiﬂ DMD uns1gealdannsaianfeenisiaung

A [

fananlesiunuLee nistuudannnisilasunladvedainis® >’

PNasdeINiAURAUNRYDa
szuun1smela wuzilvdswmsiadsniouseiiuseaun1oluldonnasseAULNEa0s a1 lUYUSAUNUIN

£

flamyasusulaeenlusifa (hypercapnia) P CO_ > 45 uu.Usan %3 Arluaisusiun (HCO,) geTu

> 27 fiadlua/ans e1aUsiInonaiinzmelash (hypoventilation)

TuwwamansUjuafuugdiluszduunni wugdilissduduaslsandmidosouuseiag
PFT oA forced vital capacity (FVC), negative inspiratory force (NIF) %38 maximal inspiratory
pressure (MIP), maximal expiratory pressure (MEP), sniff nasal inspiratory pressure (SNIP) uag
peak cough flow (PCF)™* ' ' ugainusunnisansisaavveslseinalng wugidiliuseidiuain
FVC (Jundn warfiansmnsaa NIF, MEP wag PCF iudumnanunsavils lasgunsaidmiunisin
aussanwUenuazaund uanslilu arsneil 7

TuszegiAulagUqelsn DMD maslasunisuseiliu FVC agadosnn 6-12 ey lag FVC
wifintununinaigiuinauniiandigssenaulild 91nidu FVC avananieny dennsanasuns
FVC anadatuldusilifionnismsssuumela annisdnuneundhinuinguasfidrdaronaulails

| 19 = Aa 1o ! | I ! P a PN YN A v a v v
I‘UGU’NEJ"IQ'U@'EJ@J FVC NUA1ISININLALANAIDYI9IINEIININ Lll@LU?UULV]'EJUﬂUZJJiJ'J?JV]L?J']Eﬂi%EJ%L@ubLNIW
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1SR 7 dussaniwuoa guasaddiksunisia LasAtdna

FvC* Spirometer > 80% predicted value wseAnlu z-score
> - 1.65[107]
NIF %58 MIP Negative pressure manometer luianens > 18 U NIF udau > 60 9x.11'®
MEP Positive pressure manometer luifinang > 18 U MEP 1UuA1U9n > 60 .10
PCF Peak flow meter isiaffu oronasal Tuineng > 12 U PCF > 270 dns/u1ii'®
mask

*91nA191999009 Global Lung Initiative (GLI)

Tuy9918110" MnAsIany FVC Iaund vieliannisnissevumelands Aisussiliuseau
Aeluldenunanion (arterial or venous blood gas), pulse oximetry (SpO,) wagn13nsIe
Annsuaulneenladluaumelaiivazmelasengs end-tidal (P_CO ) uag msnsavdnsuaulnesnlad

TuaearIUN19RIUTe transcutaneous partial pressure of carbon dioxide (P_CO) SAUAYLIND

[

dseTanngnismelas (hypoventilation)

Woarngszeziulilauienislasunisussidiu FVC Tuvnds wasiiansauuseidy NIF, MEP,

(%
a | o

WAy PCF minanusasilamuaumuigay egedeenn 6 ey udguielusseziuisdiwin PFT
lanaliugetio vialiaiuisavi PFT liiliasannnduiilogauuss Aetudersigunsalinssauaandiau

AvarsiafieldAnniuain1saenuLeentiu Taganizegedslurieninisiiuiisainlsassuuniela

[

% uazii1sziin1e hypoventilation A835013051969N81919AY

DYUNAY
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AUz 3.18 n1sverelanuazdutauns (lung expansion and airway clearance therapy)
(A1; +4)
3.18.1 fuaslsn DMD nnauaasldsunisaeunisvensdanuazduiauns eRnduudszezusn
Buvaslsnagrafinfiuazadane
3.18.2 W39 lung volume recruitment (LVR) wag/v3alvin1syagladlsmailavsegunsal
fine q ileUszansnmassnisloanas wiellaufinunideladevieluil
o wuzihlRiBusia LVR agnsasinausiiie FVC < 60% predicted
o wuzihizulinisyaglaiio FVC < 50% predicted w3a PCF < 270 aas/undi wse

MEP < 60 %31.11 %393017% hypoventilation

nangud1ed ez

fuaelsa DMD Aifinduiilensmelagouusilasianiznduniofildlunismelasen sgshls
nslenaznstulaumyliivssansan WinanudssdenisiinUsaunlu (atelectasis), Usasniau
(pneumonia) n3enMzuigladuial (respiratory failure) Aisiin1sUsziiunislonazn1siuLaumy
adsaiiaue Tnsanzegrsdailofinsdouusmwasndunilenntumudiv luszesdiliaunsadule
viamsvhnuveenduieusuanaldanunsasniielddesedutan (Brooke score 3)

fU3elsm DMD ﬂ’JiﬁlﬂﬁJu"T}%m‘JﬁuwjizUUW}ﬂIﬁ]@ﬂNﬁﬁ’]LalIEJ (n1AnwaNn 4) 51udin139818Uan
warduiaume mafiuanuivesmstuaumedudednsfndelussuumela Inedauaanusatiegiag
Tsa DMD Tsfugnedenuazletuiaunedemaianiogunsaisieg fail

o ns5¥aladaenisldfie (manually assisted cough, MAC) vilagldilanalufiniiniios
(abdominal thrust) waz/w3en5190nA1Ue14 (lateral costal) seniglooonin

e mstinUSunsUen (lung volume recruitment, LVR) 1Jun15v818Uann8useafuun
mnnameladeuazau (breath stacking) ateass ansnvinlddeauemieligunsaitiemels
yiladlodu (self-inflating bag) W1uniININATOUIYNLKALUIN (oronasal mask) neUInATY
(mouthpiece) audsszsunismeladufiud (maximal inspiratory capacity) udaUaeslvniglasan
vidolofuiauvzonnun' uugihlivh LVR (luuszdregsliostuay 1-2 afa iledisnsnnnudangu
uazUTimsvesUen dahlugnsifinuszdninmnisle’ evih LVR $audunstelesauseasyinli

[

Todurauns lanoatu
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e N15%2818R28LAT899ABINAIUN-88N (mechanical insufflation-exsufflation,
MIE or cough assist machine) a1u15aviiulananiininaseuaynuazUin (oronasal mask)
A | 1 . . . 1% U o k% [ U U =
wieviedauela (artificial airway) MIE aglusfuUINgne nN1AIEsUAULIIAUaUAIDINFBeN
2819590157 Fapareaaanunatnnisleniusssud vialiaungluniafunieladiuvunazdliuans
anAdeuoeny sl MIE Traadnslunisduiauneinuazdiomiia PCF wdsanduiaumnyannun!iz 113
U L% v Y
waigUrgenadianuliguauieseninamsvivinanisia

o n15ldiATeTUNTIENAUAGY (high-frequency chest wall oscillation or Vest™)

6V
Y

gy <, & A v & v YN Y] | A a
Naﬂ@m%LUULﬁaﬂﬂﬂﬂaﬂLﬁ@ﬂsﬂuqﬂ‘lﬁLWNWZﬂNﬂ‘Uﬁﬁlﬂjﬂ ﬂ’]iﬁu%zsﬁﬂﬂLﬂa@‘ULall'Vig‘ﬂ']ﬂ‘m'NLﬂu‘Vi']EJIﬂ

d1uane JAvTInAun1T9aeledsoaus Ae Wi MAC wie LVR

AUz 3.19 A15USZIEUNNSUBUNAU wazn15Yeuglavazuaunay (Al; ++)
3.19.1 7A150u1d9A593 overnight pulse oximetry wag capnometry lunsdisialudl
o d9du%30NBINT5VR9N7E obstructive sleep apnea %38 sleep-disordered breathing
T@un
- fUleBulianuiaunivanIsusunau Wy e1n1snsu wiglaudvsenganiela
Yuzhau Ae1n15UnATEEADUN 1WeRI11T WsadsunIuluiainansiu
v 1 au a a o Yy v o o v
- gUaenliaunsasgueinisiaunfivasdqiedld deserdenisdaunnvasdaua
= % a aa o o 1 a v a = ¢
inertuAUUagLLYasluTINUSZIIU WL AuUAsULUaIn1UIn lansea sual
FAUNAIYIINANNTU NIAVIAGIEY FUITUAZAIUTINANDEY
¢ FVC < 50% predicted faudidnduandiagluszesiaulanniu

Y
Yy da v &

U a [ 1 dy
o AUagluszeziulald nlndraledaunsuiniu
Y aa 90’ o/ a g == q Q [ Yo (74 1'% g
o FURENTUMTUNINNTUNIEN1E cushingoid wadlAsuUN1TinEIRIBET glucocorti-
costeroid
a 1 1 Y1 £ (2 t:l' a v v ¥V
3.19.2  frsunderaguaslinuisunndlsaszuunimgla weiiarsunlinisinwidaeg non-
invasive ventilation (NIV) Tunsalsalud
o 1971N15%30071N15UENIVRINTINETARVAUENAU (nocturnal hypoventilation)

e UAURAUNAYDY overnight pulse oximetry Wag capnometry
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o fanufinUnfives PFT T@uA FVC < 50% predicted 38 NIF (MIP) < 60 %1
o vauhuU SPO, < 95% (room air) %38 P CO, 38 P_CO_%%8 P_CO_> 45 uw.Usam
w58 HCO " > 27 finflua/Ans

3.19.3  farsandesedUaslinuisunndlsanisusunduilionanisnsaa pulse oximetry uas
capnometry linua21uAAUNATALIN WANBDINISWIODINISUEAIVBY nocturnal
hypoventilation #3afianuAnun@isy « detnedu iafiansaniia polysomnography
uaz NIV titration salU

3.19.4  WsanasRRamuUsziiunisusuvaunn 6-12 weu TufUaeiiddailalfiesestaemela

vivonn 1 U Tudnldiasesdaeniglaviia NIV

nangud1ed ez

nsseuuswesndnieiildlunismels Tnsanzndrudeildlunismelada vldida
nocturnal hypoventilation wagvilniAnnirsuniglaiaunfiainnisusunau (sleep-disordered
breathing) 31nn13AnwINUIFUelsA DMD finnudesiioz3ud nocturnal hypoventilation Ta@aus

seogiule eduusiunisanasves FVC < 50% predicted wagilawindsveziaulalalugivinegdis

nﬂﬂuﬁlzﬁ nocturnal hypoventilation

@ d‘

nslfia3asraemelauuuligndn (Non-Invasive Ventilation, NIV) tfunissnuniidrdapd
HUreiinzmelaliiiieane (respiratory insufficiency) nnduienielasouunss nsld NIV ayld
wiimniieliusaiuuinlumafumela (positive airway pressure) @ataglinisuaniudsufaiiome
ann13vineunismgla (work of breathing) ﬁﬁiﬁﬂigﬁﬂ%ﬂfﬁ/\hﬂﬁﬂﬂsﬁlﬁ]ﬂJaQQ’ﬂwﬁsﬁu

uananinsly NIV Sstheiiuannndin wraemsanaswesaussnnndon aanisueulsaneIuna

96, 114-116 &

wazliinengdy (life expectancy) v Uae FgusTmeIn1siinertesiunauiiloniela

gouuss Felieenainlsmeruialdietuuasiinuainnisueuftu'™ 1 madald NIV Fuddiae
Guernismeladuinlunainasdudsgliguisuazasouariinannisusdmiunisldiaies
ogafluszAnBanannnitnisGuliidleduaeiinngmeladumanisundu
Tudesiudunedndndudediindomemelavasuoundulunainaisiy udaisfiansunls
\dparsmelananainansiuLasnandy el P5CO2 %39 PetCO2 %30 PtcCO2 > 45 11U 150

baseline SpO2 < 95% (room air) Wsede1n1sintlesmelaliazninvusau
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Auuzin 3.20 Usnwnuisunnglsaszuunisviele iiefiansmtaizae (tracheostomy)
Tunsdisioluil (82; +)

« i81N13gAd1aNUBLIN severe bulbar dysfunction

o #odld NIV > 16 2lussinu

o lddursaudluning hypoxia, hypercapnia f28n151y NIV 1a

o ligunsananiadrsnelald (failed extubation) Wuaanagnedes 2 dUa

o fmadumeladiuuugafunuuIulss WU severe midface hypoplasia

v a ' @ ' DR ] o oy o ] o o
o dndulasaunuszndnegUoe daua uaziiugdsnen walin1sdnwiuuulseAuyszaas

(palliative care)

nangIud19d AUz
N1313718A8 (tracheostomy) wuzidgmsulugUislsa DMD Nfin1zmelaldiieanaagia
wusa Nldaunsadnanislamenisldiniasiemelasuuliignal (NIV) Usslevdvesnisldvievasnauns

9
& | a a a = a & a Aa o
Ao %QHLWNﬂigaWﬁﬂWWﬂqﬁﬂqﬂﬂLf\] aﬂﬁ')’]lllﬁﬂ\?sﬂ@fm’ﬁm@LGUEJSLU33‘U‘UVHEﬂﬁ] LLagLWN@mﬂWW%QWGU@QE;I'U'JU

neilnsnzrenisilunisdndulasiuiuvesiivanaivndnndn sudafirsnazdguane™

AUz 3.21 1ﬁ’5’ﬂ%uLﬁaﬂaeﬁ'umsam@?’;ﬂuszuumﬂlﬁl’luﬁﬂ'Jsﬂiﬂ DMD A3LUANIUDIAUIAL
Tsadndolufinuvisuszmelng (A1; ++)

3.21.1 '3'ﬂ@?ju1°fl'%’5'ﬂ1w€y: (inactivated influenza vaccine) Uaz 1 ASs

3.21.2 dagudasnulsa COVID-19

3.21.3 AU invasive pneumococcal disease (PCV13 uag PPSV23)

nangusnedeAuzin
dUaelsa DMD dindnunilenldlunismelangounss vilinismelanasnisleiieduiaueyinle
ladud Wnanudssrenisaadolussuumelaan@eldninlug COVID-19 uagiWeo Streptococcus

pneumoniae #anellAnalsa invasive pneumococcal disease
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Az 3.22 nsguatuniaziulaegnidu (D1; +)
3.22.1 Yausdinduleadslasunistiemaenie NIV agaiseaau laun
o anzeandauluiaendn SpO, < 95%
 anzansusulaeanludds P CO > 45 uu.Usam
o fonsnismelaswisediiaund wsaliennsiwmiley
3.22.2 waniagen1slieandluiiesagnufealaglifinisdieniela ilesarngUaslsa DMD
a13ggtdenalnnisnszqunisnielasnn hypoxic drive Fanuldlusreniiniae
s ¢ &
arsvaulaeanludnaduiaiuiu
= [ = '3 = 1 < 1 I3
3.22.3  A25AMIUSUTINEERETREANINATIEIATEA (stress) WY N1SAUYUIBTULIS MTUIAKRY
[ =~ = L | a J o a P Y ay Yo
N13HIAR v3BLlaaedadlineIingadannuanta (adrenal crisis) HasangUqenlasuen
difssesrunluszesiauiu e1annn1znansinuvesreauvitInla (adrenal suppression)
nangIud1edeAtuugn’"
FUhelsA DMD insvhauwesszuunsmelaiindnd enaflornisudadldedssiniguileiinigia
Woluszuumela lunisuseilivennismeladiuin (respiratory distress) §Uaeanaliiionnisuansves

v & A a X A a v & da' .:4'
ﬂ'ﬁa@ﬂLLiﬂﬂa'ﬂJLu@V]GU'JEJsLuﬂ'ﬁ‘V]']EJIQLWllll’]ﬂsU‘ULuaﬂﬂ']ﬂllﬂa'uJLu@@@uuﬁﬂLLagﬂqﬁLﬂa@u‘l‘ijaﬂaﬂ

[
I

wananilguaelsa DMD fallaudesienisiinlsananuiieidladainliguaeiiennismeladiunle

WulRediu deiugdiglsa DMD de1nsmigladiuindsaisiasunisuseliunisiauvesialacnieg

AITRAslieendauLngUiglsa DMD mummmLﬂuimammﬂsuamLwaiﬁlm SpO, > 95% K7

a

limsldsuianigeandnuiissegiuieslaglildfunisusediunzasveulneenledas fnsfaan
omsedsseidoslunedUisings wazUsziiuindnsmelaiifismendelisonisnsrasedufine
luidien (blood gases analysis) 38 n5295zRUATTUBUlABDN lwAlUEDANISRIN (transcutaneous CO)

Tunsthemela fUaelsa DMD Aflanzeendiauluidonsn SpO, < 95%, AmzAsuaulneenlys
A P CO, > 45 uu.Usen, ddasnmelaiiviediiinuni viofionnamies Sududevsdingiae
aslasunisusefiunasinistiemdedie NIV eg1aseaiu arswinideanisiieendauiiviniivly
desegraielaglildindememeladioundlunnzeendiauludendi (hypoxemia) ananazmelas
(hypoventilation) Lﬁ'aamﬂg’{ﬂwim DMD o13geyhdenalnnisnsedun1smielaain hypoxic drive
auhliAnnzarfueulneonlesds (hypercapnia) Wsmindu Tusedld NIV lildua asfiarsald

w3esaemelanuviegienigla (endotracheal tube) #3e vievasnaume (tracheostomy tube)
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AUaelsa DMD 7iin1sineluszuumelanisiasuenufiiuredreiuviaeil lnefiiansanain
DIN1SHALDINISLANININARTEN waskan1sasIaiuLAY 3 Tu 5 Jasedl lown 1) 10, 2) wWindenvin
30 C-reactive protein @y, 3) MauvgUsuinuin, 4) MEnsIeniaung, 5) da1izeandiau
luideni (hypoxemia) n3emgladiuin guaelsa DMD arainsdulauvigiaalaliiivsne 39a95in13
nenmUrdanssensiuiunistielenie3dng 9 o1aRarsannudinge (normal saline solution)
LUUNBEALDRI U ENTEUNETULUTEY ATT52IATETINTITeATNanAN1SVI9IUYRITEUUN1ITNETe
19 opiates, #1nale Fiv1vanANaLIsalunIsTULaLE LA

AUaelsA DMD daulngazlasunisshwimiseafiesessiiotigveasainudouoandiuiile
wagn1sihauvesszuumela fuienldsuenadissesdunduszernanueiainniznansvineuges

I . o ) 4 o a & 1 P 1 o
mouunuInte (adrenal suppression) 8133 T udesUsSvIUIRELANTUlUT AR UT8lnswuLY
Tlsnwwnndivenisusuruinetagianiivay asiin1sieskunsaignidudmsunsiienadivsess

a A a < 1 < 1 %} & A [ oA a

MIUN1ILLATEA (stress) LHaHNT1TEUYIBTULTE NITUIAEL NISHNGR 3olleasdedniin1isings

I .. a sao v a ) A a 1 a [
sounuInta (adrenal crisis) 8n@@gsTeANSUUTENIUDI9A 0L UR U T UENNUSUITHNIUNITAALTN

=4 o & v Aﬁy

NapALAanA1YSaNa1ULLe

~ a Y @ v a . U A a

f51g91unsnun1dvduluiiugaduluiduiden (fat embolism) lugUaelsa DMD 7iviin
MenaInsuInuantes wu nsazaeau nenlidnisuaninveanssgn Jeeradennshidimzuas
Ldguuss i lafinguaedinanunseiunsedne (agitation) ¥5ends (panic) 81n15M19sEULUNIELR

a < = = v & v PP a )
919imelalsy vseveuwmiley deiugUielsa DMD fflennisnissruumelawuuidsundulaznings

TIAEINEUFINITUINEU A5IASUNITITRTELeNLsA fat embolism Aee

a1sUssLussuUUdU q idumanssnudastuun1sKIalo

1. gUqwlsa DMD fiaudssrenisialseila dilated cardiomyopathy AnuRnUnfves
wlvazdnansznusanisviauvesszuunismela Tuvasifeatuansnismeledumaiiausansyiu
TaamlawuRndsme (cardiac arrhythmia) ¥3e ilingimlaaumangasla

2. amzndua1un (dysphagia) LLazﬂé’mLﬁaﬁlﬂums@mﬂﬁﬂmﬁqme%mé"aulwﬂu'mzmu
ffu (poor oromotor function) dswaliAanisdrdn fuaelsa DMD fiflseiaindoluszuumela
mua"mlf]uez’f’m AslasunsUsEliun1syakazn1snau (bulbar function) IAEdeMIIINITNAURNIUNN

195498 (video fluoroscopic swallowing study) M%@ﬂ?ﬂw’lﬁﬂum%mmﬁ (speech and language

therapist)
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stuuUstaindsunaiv aalayeyn A1stsvus wadinssu uaxdadvau

Awuzd 3.23 auaAdayeyn N15E8US WeAnTTu wazdndeau (D1; +)

3.23.1 wuzihlidUaeldFunisussifiudruimuinis wazaadygn Tnsuwndvsadidonvigy
mafruiauins Tnedudsafiudaualdsunisiteds wiedoudilsuiou

3.23.2 fUaelsA DMD fisedeniaznada aasldunisussidiulasunnd Wnfanssuvada
(occupational therapist, OT) %38 tinuilun1sya (speech language pathologist, SLP)

3.23.3 uuzihlinsrafansaslsn autistic spectrum disorder lugfUaeiinada fn1svinngAnssu

91 9 w3eEauavesfUleliniuInniea

nangIud1ed AUz

fUaslsn DMD fianudsagedenisiinainuunndosmisaiiygyt 1snaun3du (ADHD)
Tsmeofiadnaiunady Tsainniea wazlsaeangnvin uinninszannsialy Tnsannisdneilae
Banihaniuazany wui1 §Uaelsa DMD i Full-scale 1Q #1170 Uszanadeway 27 danuunnses
lun19iseus Jeuay 44 Aanuunnseansailygiluiesas 19 Tspaunddu (ADHD) Tudeway 32
Iseefiadnanasudovas 15 uaglsainninadosay 27 fufumsinsussfiulasinnuet1sasiiaye

[

LONNSINIRE AT NNTTNYINNUTI NS 1Y

a (% s

JEUNUG (puberty)

o 3

AUaelsa DMD dndldayminiesiunisasaiule (growth) n1siing e
sdanngvingasluuseunuinle (adrenal insufficiency) WIMUEEIAYVRINITRLADINITNS
mouliviofs N1sAna NN YAUTRLAZHRILINTT ArnIuA1znTnsowesgesiuu nslvgesluuvaLy

wazUaanundunsIeaInn1le adrenal crisis®

AUz 3.24 drunisiasaiule (D1; +)

3.24.1 wugihlifanun1sesgulaniae growth curve nn 6 Wwau audgJalTyiuguazia
AUEeEATIY (final height)

3.24.2 efunefedoiilisunsaduld uuzidaaunisasyiauladaen1sinady q ldud arm
span, ulnar length, tibial length wazn15iatanizdau (segmentally measured
recumbent length)

3.24.3 wuzhliuinudleavgnisdiudenlivie wesnsniswigdulnduusldudesuy
sanvnAUnAsududulesidulng vie arugeadesnitesidulngdil 3 wiasne
AaNugeiasndi 4 9./
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Az 3.25 naiding Jedyug (D1; +/-)

3.25.1 AAA1uN19191g8nLua12098 Tanner stage %A 6 LAdU AUy 9 U auldng
v a v 4 = 4 o
FYLITYNUIRALAIAIUEIGANTY (final height)

3.25.2 YinwdWeavigarudaulivie Weduasiintiziaiuinismanadl fe dUsuinsvas

dnume (testicular volume) a8n1 4 au.oy. 1aaly 14 U

NaNFIU19BeAULYN
nssdule nsdngiensyiugadnasnniz hypogonadism iunmzunsndeuiinuldves

TugUqelsa DMD ifiesannisldeangu steroid lunaiuiu Jyninarfidianssnuagrauinse

q

(%
v v Y

n1simuInIanIgLazInlavesisiy Augiieaisiasunisnsiadnnseuwarlinisinul uenainil
A% hypogonadism d@ewaliAinunuILiureInsean wianaiuiile kazn1sasyiiulnlagsiuanas

N135nw1A38N5LERslu WU Testosterone Replacement Therapy agaaglvin1swamunJoiasayiug

I~ a a{' 1 n:’l’
WUUNALLAZAAAMULAL LAY

ALUZUN 3.26 NN1zYIRgasluuRauulnla (Adrenal Insufficiency) (D1; +)

3.26.1 wuzd1l# hydrocortisone Uu stress dose (50-100 un./A5.4./3u) iiagUae
& < ' Ao v Y W v Ay yo .
Wulae uInluaE19TuLse wsadaudaSunisinn TudUleildsu prednisolone

o o T
wun31 2 dlavivuly

3.26.2 wuzirlides q anvuradiadinrrudnludesngalden liadsveadiuil Taeld
PJ Nicholoff Steroid Protocol

nangud1ederuuzin

JUaelsa DMD #lFFunis¥nuidaeldoinglanesdlaaiissesd dleniainniizvia
gofluudounuanla (adrenal Insufficiency) 1las31nenaiiiasessina hypothalamic-pituitary-
adrenal axis Wafinudndudemgnet Jsdeades o anvurngrasmuAuuzdlunvgne

nalanaiAlaaLiesesn >
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> uuon‘mmsquamo:unsnz?au

Az lunisugaenglanasilaaifesaniliadniudndudesugnen (P Nicholoff Steroid

Protocol)'®

« admgnldeinglanasalaaifiesasnatiensyiusiu

o TWanvuingas 20-25% 9n 2 §Ua1si wsawIUNIIUY

o LUBNIIUINYINIEAITINGT (3 UN./AS.Y. ABIUVBY prednisolone %38 deflazacort)

wWasululd hydrocortisone 12 un./ns.4. a3y wudld 3 aiedu Tusuiawin q Ay

o AAYUIAYY 20-25% NNHUAIY NIBUIUNTIUY UNT19TIYUIALY hydrocortisone

2.5 4n. TUAUNU

) o ¢ & Yy v Y v o= v .
e AN 2 a‘lJﬂ’l‘lﬂ‘lﬂia‘uquﬂ’lﬂuuﬂlax‘lﬂ’lﬂﬂtﬂﬁ’mwu%u il\‘iﬁ']&lﬁﬂ%ﬂqﬂél?l hydrocortlsone

Tasuuziinlfinseau 8 AM cortisol wazn3asn 1 mcg ACTH stimulation test Lii®

Usziliu HPA axis Lf]uizﬂml,amuzﬁﬂﬁp:iﬂaﬂLLazéﬂnﬂiaqﬁaanmmwmmaz adrenal

insufficiency wazdiUsnenuisunndsauliviaiiiaasdunitzaenann

a1svn 9

Medical /
surgical stress

ANSYIARNANS/
ASHFALAN

(Minor)

ANSYINVRNANIS/
ANSHIAAUIUNA

(Moderate)

ANSVIVRNDNIS/
nsHNsnlng

(Major)

nslvenesAlaaifesosnlun1ziasen (Corticosteroid Stress Dosing

YUINUBIYN steroid

30-50 UN./M9.1./9U 19U 1158 1NN
naeadonn lagld hydrocortisone %58

= 1
bNYULNT

50-75 UN./99.4./94 T¥N19%8 0080000

Ineld hydrocortisone w3BLfigULYin

100 un./e5.4.lag lmsvaenidensn
1aele hydrocortisone #3Lig UL

*wadl wnasHadauIungn 6 v, Ik
hydrocortisone ¥U1M stress dose
(uANNIZaN) Y0 6 BU. wazUInw

nuswnndaaulivioesiulinissnu

76

)121

N15aNY1AINAINITHIAN

nauluAuauin physiologic dose

4' & %
LEJ@%'WEJ?]']ﬂﬂ"IﬁL'ﬂUU')EJI@LaEJ

50-75 1n./A5.4./%u Wann 6 Fala
x 24 3l
anvunelugaphysiologic dose

melu 1-2 u

100 1n./A5.30./%u utann 6 Fala
x 24-48 ¥ 1319

anvuneludiaun physiologic
dose nielu 3 Tu (WmAswuine,
dmsunnziasuaneluandiiniig

a 1 1 Y A
LAYAIINTINNY LYY lsuwiaﬂam)
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110N 10 LAAITZAUAIINLATEA (Stress) SEAUFNN 9

Minor nslderganizy, nsiifaldidew, n1saeuily, n1sdesnassnsiaaildlueg,

91nsidntes, a1n1saauld/eRdeudnties, a1n1sviedsdntias

Moderate  n15aauilunaIe®, nseanvin, Ueasniau

Major A17298n91NN15AALYE, N1sUIAIU/Nszgninratesiunianselninduuss,
NIAAIBIEUUTULTY, N1SHIdnlung, dugdaudniay, nsHIAnnsEgn LYy

nsuiunsegndumds

Ay 3.27 n1sdaanunngnseanngu (osteoporosis) (D1; +)

3.27.1 deunimainsiaandaiianiaznszgniinynassniaaunisinun®

3.27.2 @aununiazlavuinis Tnganiznisive vnsiisidiulsznauvssuaa@eu Iadud
ynATINARAINNITINE

3.27.3 asadeaiiainsziu

o upa@EU (Ca) Waaa (P) wunil@en (Mg) alkaline phosphatase (ALP) wazn131
Insesdgasluu (PTH) luassusniialdu baseline wasRinAIuAINAMUALNZEY

. asadaszaudanfiuiludon luafeusn uazfinmuredas 1 ass

3.27.4 NINTUINTIIAMUNUILUUYBINANTEANEIULI (lumbar spine bone mineral
density, LS-BMD) 1a# dual-energy X-ray absorptiometry (DXA) scan é\gmﬂ'
14505008 uazfnmurelaz 1 Ass

3.27.5 A529N19598INen lateral thoracolumbar spine audld3uitade uaz

Y Y

o Annunn 1 U drgUagldsunisinundasenglanasilaaissesn

e

Y v

o Annunn 2-3 U dguaelulaTunisinuaqseinglanasilagiiesess

e A323AAAY WK U28UIANAT %323IN158AR9Y89 LS-BMD Z score = 0.5 Tugadiian

12 oy

nanguanad AUz

fUhelsa DMD flanudesgdlunisifnlsanszgangu 1iesainnisldoinglanesilaaidssosd
Wunauaznsiadeulmitanas vivlianumuiuiuvesnanszgn (BMD) anas Liuamids o
nsifinnsEanYin MIguanseanagraldesnianudAglunisufuumanmdiauardesiunnsunsndeou

AU #
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N o

Auuzii 3.28 wuziUinwnuisunmdseuliviadedUasiinziuszunsvanszgnageiidediAy

(significant bone fragility) (D1; +/-)

3.28.1 luszezvinlvianes (stabilization phase) wuzidlin1ssnulag intravenous bisphos-
phonate tJun1s5nwusn (first-line)

3.28.2 %a4lAsUN155NWIR28R28 bisphosphonate NaduLdan

a o v v daa o . =,
o ARAIUNITINBIAIEN1TATIINNT9FITRAY thoracolumbar spine n 1 Y
o M373AAANIY Spine BMD lag DXA scan A37330352AUIAIAUA N 6 Aoy

o #3UNIUDINITUIANAWAZAEINTUINITNITUIINATANUALAZUABLTEN VN 6 LAY
3.28.3 d1lin1dzwIasuaal@eu uazindun in1ssnuiaagen
3.28.4 §i881n135A97 (maintenance phase) wuzu1lfn155n¥1618 bisphosphonate
maduifendaly wiviuanvuineas lagaArllefiean1dznszsanniuvaeiuae uaz
Auuzihvaswnndidervglsanaulivie

nangIud1ed AUz
AeTzuveInseanadeiltdedfy Ao nendUlsinseandundmsenseanend (long
bone) #nd1e willasunisuiaduiiieséntios 31nn1sANYINUIINISIR bisphosphonate MaduLden

a a a o o v v o DN Ao v av 1A | a
llﬂizamﬁﬂ']wsluﬂqﬁiﬂﬂ']ﬂi%ﬂﬂau‘ﬁaﬂ‘mﬂ‘ﬂ\ﬂuaﬂﬁFJ‘VllIa']ﬂ"lﬁLLaSE\JU'JEJ‘V]‘lNlI@']ﬂ']i SU’JEJLWMMWMQQSUEN

Y

nszandumnas (vertebral height) Usuusalaseainavesnsegndunds (reshaping vertebra body)

Join1snsasgiingurednsean (deformities) 9rgvzasnisanasves BMD Lazandnuiuaiivesnsiin

NIEANINIINANIEATEANUIITUN (fragility fracture) anas™ '
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Auuziin 3.29 nMsguainuinisBafavaendmiiiourusn (contractures) (D1;+)

3.29.1 fuawaasléunisnsanisindeuluivasdasing q ynadsiiurdaniunisine

3.29.2 fUasaasldfunisldiflenuuudeiiles n3dlfl serial casting luldwa winas
NATUINIRALA lUNISERRAvaITaiTLasdusaenI1e A2t duAININSINTENI
unndoasdlsUAndwAn (pediatric orthopedics) LLazLwa&Tmﬂ'lam%ﬁlwuw” Tnedasdins
UszifiuatnsaziBen Tnslanizindsvesnduiiiowdenn (quadriceps) waznaiuiiie
wigeagazlnn (hip extensor) Fdpaiifdedeud MRC grade 4/5 (medical research
council (MRC) wsznsidalunsdifindraniladneduseunseanadamaliifingyde
AuaIsatunsivaudaslisadu Tnegydenalnynweainisgauuse (compensated
gait) a1nnaln ankle plantar flexion-knee extension couple uaﬂmﬂﬁﬁaﬂﬁmi
UK AWAUEUNATES iaSuilsanudniuagssaudusdefuazdasaia

3.29.3 nsWinauilunisgafavesdainluszezinulails a1avelvigduleldsaatin wieanavi
vusalduld Taeuuzirlild AFOs naennsundn

3.29.4 ldnuzinldrdaudlunistnfnvesdawin Tussezinulildedaeiing

3.29.5 ludnuzinldrdaudluusinadeazlnn wazwawi

AUz 3.30 n1sguasneInseandundenn (scoliosis) (D1;+)

3.30.1 fU28A25lATUNTIINTIDIINENTEANTUNGS WIaUsIAUNTTIEINeT Y0 6 Lhou - 1 T
ilanszgnéfaadaylaitinil uaz yn 1-2 U lenszgniasayiiniindn

3.30.2 ﬁﬂﬂiﬂﬂﬂ%ﬂ‘lﬂ’]LLWVIETL’J%ﬁ"IﬁW%ﬁu‘I{'\J iedamduauazesnindenienduionduas
ndrailoununansdnfia fensanviuiiteuusaduniaiindiiegamunzay (modified
seating) Wiadaviiltievaadamniesie (custom molded seating) \ovzaslaniaiin
AMEnsERNFuUVann

3.30.3 farsandslinudasunndenslstand wafinnienszandundenndisl Cobb’s angle >

Y
14 a

20-30° Tugndslidgionsynuiuazlilasunisinudlsenainesesn TugUqeszesinu
lailfgaediu

AUz 3.31 n1sguasneinseaniin (fracture) (D1;+)

3.31.1 Tuszezaula q}]'ﬂ'wﬂ'ailé'%'Uﬂ'li%’ﬂwﬂaeiﬂaL?iuﬁ NI5UN5N¥INY internal %58 external
fixation e l#anunsandunnauldlfizangn

3.31.2 luszezfiulild Aarsaunisduilanuazalvauainuuianlunszaned 813N
H1AA internal fixation "Lué’ﬂqaﬁﬁmwﬁﬂL%uwgaﬁnsz@nﬁ'mwulﬁmﬁ (unstable

fractures)
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nangud1ed AUz
ANzLNINGoundAyn1saueelsUang 1wy n158nfnesna uLlonyuYl (contractures)
nszandunasnn (scoliosis) kagnsaniin dnansenurenisiadeulmkazaunindinvesdyielsn DMD

N159AN19911900515UANd 0819V UI97kazITI3N YIuYzaonITRHAUIVEINIEENsNdaumalla ™

auuLANle N9 4 AANUIN 5

a1SKS291NAISKAALAYY

AMUZUN 3.32 RantaBINsIgendau succinylcholine %38 g1audaau (inhalational anesthetics)
(B1;+)

nangIus1edeAtuzin

HU3y DMD flonavinnadiafesfisronss malienant hyperthermia-like reaction
(rhabdomyolysis, cardiac complications, hyperkalemia) a1ng1@au succinylcholine %38 g1augay
(inhalational anesthetics) ¢ agslsfnu flsifindngruinerdanarnifinanudeswesnig malignant

hyperthermia Tugftas DMD Liisuninussainsyild 2 2
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AstRALUELN
NIYWUSA1aas

WuwWsun naAsyolsau
n

15a DMD Julsanieiugnssufidnisaienenuuy X-linked
recessive Taghlulsn DMD uansonsianzlugueniinsnaneiugludu
pmD Tuwazfigudjsifinsnaneiusvesdu omp azlaldidulse usazidy
wngdafianudeddunisaienenlgugnld feduisdnduiunmddqua
FUaelsA DMD dosfimmidnladnuaznisaienenmsiugnssy anudss
nsidunmziazanundsslunisanevenlsaetisgndes ioamsaosune
liUlsuazaseuniudlavseloniveinisnsraneaiugnssulugUisuas

Y a

andngndlupseuasiniianudsadunive wazuwimenistesiunisie

lsngnlunsounsile audsdssiownmdideivglnlasunsauwnuasauasy

TRoganungay

Azt 4.1 Waruaelsa DMD lasunstiudunanisiiadennewugnssy
kaa U1saazaundnluasaunsininiuidissndstasunisnsiatien

anInzvaalsa (D1, ++)

nangusnedeauzin

densunisnatewusuesivaelsa DMD wéa msmanslaiunis
asrvindunmevedlsavielyl Jsdnlngaglifionnismneedtn winusen
lisunisasrannaiiugnssukasuduindunive aslasuduugiilunig
NauHUATEUATI TIFensAumandnmandslunseuadifiianuidsady
Wy 1wy Ranvesiiae fividedesanivesninifiae Wudu feiifom

wunadesiunisiinlsadluaseuas ™ o @



P AastRALUEUINVWUSAEasS

AJUIEYVYIVALIEATUASIUASIVDVUIBBI18lSA DMD 124

a v P a ' & = P fo & v A a
a1 vesueazlifimnudswionsidulsauaznsidunvisvedlsa Jslidndudensiaiiuiy
E < - | & e v & X .:4' &
w1301 veagiwanaduvseliilunvevedsaliils Mslanudsanisidunivevesnsaaiunse
Aan1sallaannUseiRanndnlunseuasiidulsa DMD fal
o nyainflawdnmevisluasouasadulsa DMD 110031 1 518 1sanunaziluning lawn
- msmﬁﬁqﬂmmﬂuhﬂ DMD 117131 1 519
- wsefdigneiedulsa DMD 1 518 wazdigfidesnavigveduisndulsa DMD
o nyainlifaundninanslunseunsindulss DMD WnauwenNEUI 1113019199 I UNVL Y5
Tdunmedls Ineanudssnunsadunivewindusosas 66.7 wazludunvzwindudesay 33.3 1
velluuziliunsavesdUaelsa DMD ynseldsunmsasiameiiugnssuitemaniuznisiduning

3

Tnenmsdwnsiaidondudunislunseldidunvzueinnsn Arsasrandsaininsiuswiisnisnatenug

vaaE U yseaudnlunsauasiiulsandd

S v ! a a vy 1 a Y IS = a{' [ = o [
Waesaudaiusnn wazidasdadnivesdUae danudssnazidulsaduivaniuenisidu

v
Y v A

WINEYDINIIAT UazinAvasites Insauisatimuusila Al
3
o mnuAdunivizvadlsa
¢ = o 2 v S ¢ L’
- msntuassaunsendanudsadulsaesas 25 Tunnnisnsesss legvnnsiuindu
wiendazliidulse widndumavainnudsadulsaladesas 50
- fanviedesanvesiie luidulsaundinnudsadunivesesay 50
- WnevisedeswievedUieiiliuliennts uavengiugieiiuanieinisvedlsa aaslasu
(3 va ] 1 a (=) A v &) Y1 [ ! a
n1sgnUseifvarnsiasiinisegitasiden mnlulisnnisiiiasdeiianudululainlddulse winind
91N59a9d8AIIMIIA creatine kinase UagnTIININUINTTUL DML INTINATeRUg N UTuLY e
- Wewnefengdesdilufsyieiafivansenis e1eazidulsalafeudingasianieund
WUzl $19 creatine kinase kaEATIANIRUFNITUNEMEMUINITNaBT U AInUTuE UL
o wnursalulailunnzvadlse
- msnluassd danudsadulsadesas 1-5.8' wasnnensasziinisnatsiugianizlu

v 6

WaRAUNUSYBINNTA1 (gonadal mosaicism)

9

A v a o a PN = v v Y Y] = v v
- NUDIWAYTYLLAL LW AU llﬂ')']llLﬁﬂﬂﬂﬂ%uﬂqsﬂaqﬁwuqu@EJﬂ'J']s@EJa% 1 ‘V]'ﬂﬂﬂ\ﬂiﬂﬂ

wuzIN1IATIINARUTATTU
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Wuwsun naAssalsol, Awsdua Auaseu 4

=) aa 1 & A 14 o v

Y d’ Yo 1 (% (% a (%
qmwamﬂ'w Luaﬁﬂﬂaﬂiﬁliiﬂ DMD muiuwm%Laammamm%zywuamamamnm

o 3
v

ne3nneviliilenatosiezudsnuuasiaseuaia duuiainlaifyes wimnldudanuuagiiyns
gnuIynseynauvestisaznd lidulsauagliidunive luvaeiiynsanmnauvesihsaziu
Wmgolsa

aurdnaudulunsaunirvesdiae nsdifiunsadunimzvedlsa grdwandsileanian Tiun
flavSotiosannvesnia ee Tanudesfiazifunmzvedlsa asuugihlinsemeiugnssuiiiegin

Wunnensoly

A1S31VUNUASIUASIVAVEKYVRALUuwK:lsA DMD

gudeiidunivzveddsaiiniudesvenisiynsidulsa DMD lunng n1sasassfivadu
$oway 25 wazlonaiynsldidulsavinduiosas 75 lnemnnsvinmsnluassaidumamedinnudes

Julsadeway 50 usimnilumendgeaslidulse uilianudsadunmesosas 50 Aviugngandunive

99415 DMD AY5LASUATUEUININTUTAIEASLINEIIUNUATOUATIALANOUAIATIA tnesunsIu

[

ANULELIYDINITAALIA N1sdenIsn1sdesiulsafng) wuInensnTIRItadunaunaen Lazn1snwa

Wansunainundieausenaunisanaula®

nadentunistesiunisiiynsidulsn DMD dmsugudgsmdunive amnsabiduusinlowu

Y

[

ail
e AIATIALDIANNGTINYIRN @1U150MTIINIENITNAUALUATIA (prenatal genetic testing)
lagn1sasiadiumienisnatgiugvesdy oOMD Anulugiae suduasialasiulay lnen1sianziia

(amniocentesis) Woaa1gATIAUTENIN 17-20 dUa %

s

o avnssAlagldinalulagnisdgnug Hendigeununi 91NN130TIAARIUINITNABIUS

]

V938U DMD ﬁwuiuﬂﬂwﬁauﬁhﬁaéau (preimplantation genetic testing)

o MMUADNDU WU LTUTIIA YTONITTURLIUATYTTTY

[ '
v A a

ellanunsodaialiunmdnyiusamansvieafusunmdnianudervglunishiauugiimis

v

Wugaans Wawusdiadiula
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A9IUNIVASLWNILAL
A09UNA5UIYLKONA
tunstRAUEUN

5358910580 LOUSIY WELD
WUWsUuA AaASBILlsIU
Awedua AUoseu

1. K1ailgUssnidannrsavdulsa DMD fasaawuAa CK guiiaund
waavasaanivkavufjuanis MLPA for DMD gene uasuawluauv
Aasniadvisdaly

aou  msdwiofUneiieiunsUstiiuniernnsmsaiisduaanam ey
Yosan U 1A Lledusunsitadelsa DMD solu 1ilesanngvaelsa DMD
\Annnsnanetusesdu dystrophin Feidnwaiznsnaneiugiivainvany
IngUszanuiasag 70 LARINNITNANERUSIUY exon deletion %138 exon
duplication Feanunsonsalddemaie multiplex ligation-dependent

s

probe amplification (MLPA) waz8nUszanasesay 30 LNnnn1snateiug
WUU point-mutation, small deletion/insertion aldanusansranuldan
MLPA fstiuFadafululgdguaseoradulse DMD Aifintsnaneiuguuunds
Fouuzdhuuamesuiunnseed

1. USnwuazdeiefilervnaeuiugnisuvielsaszuulszam
dieRensanasianfisiiy

2. WINANLITINNNITRTIANILTD sequencing AITHAITAUINGIA
gene panel, whole exome sequencing (WES) %39 whole genome
sequencing (WGS) Lﬁaﬁummiﬂmaﬁuﬁ:ﬁ MLPA ms533lainu (point
mutation, small deletion/ insertion)

3. lunsdifilianunsad1fanisnsia sequencing 1WAiansan
nsiAnsIatundLile (muscle biopsy) Wiens79 muscle pathology wag
immunohistochemical study eUssidiuySualusiu dystrophin wag

anvazRaUNRUNLNgITaInUlsA DMD
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2. KniiUosniionnisavdslsa DMD uddvasaanivRavuiudnis MLPA for DMD gene
udsnatluau pastinissavilavisuu glucocorticosteroid tauksall

aou  winransadildaiunsadudunisitiadelsa DMD delsiuugiliisnen glucocorticosteroid
wine1vzduselovdlunisvzasnisaiulsa DMD wetilosanne1dandudessuusenmuluszezen

| £

wazeinat1afssidAgyateUsznIsmuTIwazdenluuni 6 J9mTRTUIUTNYILAZ AR DHITY U

Y

Y

LNBNATUNEINSIVALLALNEINARELSA TUTENININTENITATIVNALLANAITANINTUINTIVIRLLENLTA
ANTNYALLDYALUUNT 4 LazD1ANANTUIAANTBINITANWONBUNITSNYIA881 glucocorticosteroid Lay

Tinguesy Tulsanguaedelafigiduiumudiwugin 2.2

Y

3. gUoglsA DMD nldsuaissaundouen glucocorticosteroid tatdngstoztaululauan
paslasuuiidorsalu

nou  {UaemITlasuen glucocorticosteroid HoudUluaziingsresiAulile (loss ambulation) ua?

48, 126, 127 Lﬁaﬂ‘\ﬂﬂ

warwuziilvedefiewnaentinnuiuuzi 2.1 FaaunsaanuSunaenadldaimis
Uselewaesen glucocorticosteroid uanannnisintiaaivesszeziiuld (ambulation) wda e1i
Jerevzasnsadulsauaznzunsngeu laun grevzasnisiin dilated cardiomyopathy Usg@nsnin
nsleuaznmismela Farwanaundsslunsiinniznszgndundann (scoliosis) fidesiunissndn uas

aussanInlunIsnatuLlonuuazia®® % 127

4. Uaauulsa DMD inissauvitRkisuiak3alu

aou  UagUulsa DMD diliiindngiunisnisunnginanuisasnwilinieiald agslsiniuings
WALILUIMINN T3 wImatesULUULeT s vzanni siLiureslsauaziinguaninvesgvay fe
N13519IM9BU (Gene-based therapeutic strategies) WU exon-skipping therapy, small molecule
(stop codon readthrough therapy), kagn1355n1¥1918 gene therapy Fis1eazdenlunsnedi 5 8

ludagdunisshwimeBuismaauazdaliiovunsiiounsidlulssmalne
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5. KanlnisasavAtoulsdu AST uas ALT udawundiudadad tugUsslsa DMD $1lu
Govasd ultrasound abdomen nas1akSall

aou  lidndudesnsa ultrasound abdomen Tugielsn DMD ynsefifaeulesidu AST uag
ALT geiinund minlifiennis/e1msuananaztadeidssveslsadu osainluguaelsa DMD sinwu
Aneulssifiu AST uag ALT gend1und insisieulsinarduanainagnuiiduuddaduouleifing
Tundnuilewuiy s AST war ALT figediululsa DMD fniinainnisaaisvesndanileninni
AnuAnURRvesdy atnslsinueafiansandsnsia ultrasound abdomen nsdlfiaeulssifiu AST uas

ALT wunlingeuluvaueilasuen slucocorticosteroid Wunatununsizeaiainanasiule

6. qUoulsn DMD Aasldsunisdvasaa echocardiogram Lialksuaz@aaiulustosioana
uAlku

aau Lﬁ'awm@’ﬂaaiiﬂ DMD aziin1izndranilestilasiia dilated cardiomyopathy (funils
Tunzunsndouiidrdysuinlugnindedin dudufiaslsn DMD asl#un15nsaa echocardiogram
wieldu baseline o1y 6-7 Yviaiiloldsunisidadelsn DMD wagfiansannsafinniu echocardiogram
yngUhediennsvesmsvievesiilaiiugas viemuduuzihvewnneidenalsaiile lnsfiarsan

'
a =

AnanutduszerTu g FUUSUNTNU L ALVDILA AL ADIUNIIUIAANNALULYN 3.9

Y

7. qUsulsn DMD Aiiaisdafiavavdatiiuazidusaskaiu nasldsuaisirdaudlunisiada
nasi8tgkSall

£%
=

asu Ll msfiasannsideduegiussezveUig el

Y

[ a

7.1 wingUasegluszezifuld n1siansaridauilanisdafnuasdeinuazidusosning
arsdunrmudiuissriuwsddorgdueeslstindifnuarunmsngmansiuy Tasdesdinng
Uspidiuegsaniden uonanifosdinmnauintuunases desuilsanudnfiuegasousutisdon
wagtadnfinnumiugiin 3.29.2

7.2 wingUasadluszesiaulils n1siadaunlunisdafnvestaiinenariglvgUleldse i
wazanavinuusaiuld eglsfauliuuziliihdamndUseglusseziauldligaaineduugi 3.29.3

ey 3.29.4
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8. 38A1soanfrdavalgntkuizaudiksuUoalsa DMD Aa3sta

QU LuzEIN1500NMIaIN IR UUTTuSINSTUMAR LAz RS IR (low-impact, low-resistance
exercises) Hip¥nwin1svieuveanduile n1seanidimeiiuuzilugiislsn DMD 1dud

8.1 sonmidanelui wugihivaeliesntidainiedensiodilddusssonduld svozifu
Ladlayaeiu luaudsiding lneligguasg1slnddn

8.2 dnsemunuuagiuil wugifiaslieanmdsnmedionistudnseusuiilddu stosduld
sreziulallagiaiu lautaledlng lneddguaseslnddn

8.3 n1sinmgla wugigUleneladnlvenvetgauuing (81ufiafudivade 3.1 909
AANUIN 4)

uenanfianunsafuruiflonisaeusararsnineenidaniglugtas DMD lufinsszesiiuld
wagszuziaulila LﬁaLﬂuLmeNmim&meﬁﬂﬁmﬁwmmmﬁm%’uQ’ﬂ’muawﬁ@LLa anunsoAnw LAY
Ianduledieideddunianuan 2

Meilmsnanidsanisesnmdimenvundiuilednia (Eccentric muscle activity) w3on1s
aanﬁwé’qmaﬁﬁmmﬁmmuqq (high-resistance exercise) 1% nsentmiin Weswinniseeniidanie
fana vlndulendrudledamsuindunazrildmuudusaenduiioudas™ @ufininiitde

2 YDIN1ANUIN 4)

9. aunBatunsaunsonlulwAkegunns1vvavUsalsa DMD AISOSIDADALNIKIWIKE
WkSalu

nou  Lalyau1Ininenganns1efifeansianInIng waN1IANUeHUIENNANATIATIINININE
duanninaAngduy #31513n31uugUelsA DMD luaseuasy wazauduiusvesaudn
wangeiugUaslagerdenisiiansaidaiuiu Yseloviveanisaumgugiidunivseeslsa

wonanYreneinsalaudesnisigmidulsaelundazassd Gailugnisaununisdesdiunis

'
a A

Julsagnluaseuass suddissnuigndgsidunineinudssweanisiinnig cardiomyopathy

o

Y

12812 yililgsumnuzilunsujoddnaz Anaunisiauvesiladussey

TudTinlasesay 7-17
Aol
9.1 unsalidigureidulsa DMD iesaudenluasouni msnsrvinmsadunvevielsiaue
deswnilaudendunnglddosar 66.7 MsnsradunTnmandeaudu fansandsil
o wnnuInsaliBunive sndudewmseaunmendgruiulunseunss

a

o nnuIusandunive wuzdibinsainnsluidesundwed Uiy uasitedvds

o

w1501 (U1/197) wavunwansranvandninangaduniveiiufinlunsounsa arsiinisuuzin

n1snsranmgluypranianudsswniudaau lngaiunsauinwunvgnviugaansiiauusisioly
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4 a ¥

o« mnusanldannsaizidennsianingld iasaavmmivzuniidesiundavesdiae

idlefananduans
9.2 Tuns@lifigureidulsa DMD narsaulunseuaia leud divdendulsa wiege/ddivie

yiogniigndesdulsadie nadiiinsaniasdunive uazuuginsnsafiofudunienugunusn
AIUN1IATIVAUTINNANIAUDY farsaundatl

o wuzthlinmemmmzluiidosindsesisnasiidesindgawosunian @1/1) wazmn
wuanInmeandgadunneiuduluaseunss msinsuuzinimsanmgluyanaiiaudomiy
a19u IneanunsaUsnwwnndniugmansliawugididely

4 a ¥

« mnusanldannsaisidennsianingls asrammivzuniidesindvesdiae
oflananduans

ﬁaim%mimaﬁ]a%ﬁuﬁqmam‘ (Molecular genetic testing) finasidendinsianinineg

Tuinsnuaraudnaseuniatuegfudnuagnanaieiusvesiuaslsn DMD s1etuq fetusidusiold

HAN13ATIVNUINTTUVREUINoUAND1IEATIAVOMNTAATAUTNAUDUT L6
10. k1auasaitAviyass1alulsn DMD avassAASVIKL U1sa1AIsasIUIASIKSD I

aou  N1IATINTAREMITNluATIARILANDUAABA (Prenatal Diagnosis) lnen15la1zUIAT I OdIRTI9
WS aﬁ’%ﬂuéfaqmweﬁmemsﬂmaﬂ’uﬁ:mammﬁLﬂu DMD TUASBUASINDU LAaLAITNITIVINUITAN
=1 = T PEY) = a ¥ | Y1
Junmegvsely welvideyannudssnisiialsagiluusazasss dadl

10.1 ¥NUSANTUNINEYD95A AULEBINISIARlsAT luwAazAssAsauay 25 wazliidulsa
Speay 75

102 minusaluliidunnzaesdse usgUaeinannisnateiuglu (de novo) Audeenis
Walsagluldazassn ds1gununtasniniovay 1-5.8'%

5 dyy d‘ [~4 g 1 [ 1 Y & 4 LY-N

Melldeyaninudsanisilulsagrlusdazassdenslililudednduanumuivanlunisnsia
NOUARBALINEIDENLAETY tNSIzdews AN EsIN s DulsAg dasni1sesas 1-5 UA1u1TANAeNaLaen
fazaTaneunaenld uidedfy Ae Sanunsmdndudedddsudeyaniasudiu Mauselend nszuiunis
WAYANULASIYDINITNZEIASI9g19aZLDeR AT A8 W lTduaznIdanInnUIIMIsnluassadulse
lngdadidayaluniwifiidnlaing uazasiaasuindausandrladeyaunnenazldlunisanduls
Wz Nelansadweliunndnuiugeaniviogiusunmd Nllianudeivglunistiawugdimig

o

Wugatans iawuzdwnusula
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ATANUIAN 1

s1989KaVUHUANISNAINISANSIVDWUSAIEAS

TuussinfAlne

WuWsun NaAsSsIlsau

(3 = = 4
a1y YBN13INII ‘UE)‘VIEN‘IJQ‘UGIﬂ'ﬁ

1 MLPAforDMD WesujURnseaiugaans
gene AugIusindATY

2 MLPAforOMD WeufuRnisuywdiugenans
gene 159081V IUTUA

3 MLPAforDMD 1usedufusnisiisaians
gene Fugns lsangrvaasuaIuns
AMZLNNYANENTUNIINYIA D

YDUNU

YIN19N5ANGD

iod 91A3AUGITYNISUNNGATINY, SIMR U 4
AMELNNYANEASASINITNEIUND UNINe1deuTna
UNNBNUBY NTIVMN 10700

15 02-419-2727, 02-419-2736
ElapsyE

S Juled
https://www.si.mahidol.ac.th/th/manual/
Document/al0/Duchenne_Becker-MLPA.htm

198 NMAIYINYITINGT ANEUNNEAIEATITINEIUIA
FITUR DUUNTETIUNN UV wns1vn
AFNN 10400

N5 02-201-1369
(=] A

mEAR Syl
https://www.ramapatholab.com/homepage/
labtest/30

1 s £

g gudrnuidudansiesujiRinmsnsiaidedy
sEAUTIlIananenITLINg
WUl 123 91A1sfiaealinunyasal 4u 9 a.0nsnn

#1199 9.L899vULNY 2.99UWAY 40002

15 064-851-0301

https://www.srinagarindexcellencelab.com
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WES, WGS ﬂuﬁlﬂ’NiJL‘UULaﬂ‘Vl'l\‘lﬂ’liLLWVIﬁl VlE]El fin an. sU‘Ll 9135W87U76?]W’1?15ﬂ5€u ARIPHRNEY
ﬂ’]u?]IUiJﬂﬁLLauﬂWSLLWVIHLLlI‘LlEJ’] 4 LL"U’N‘U‘VJ&J’J‘N L‘UWUVJM’JU NIINNA 10330

159N81U1AURIN TR ,
113 02-256-4000 %o 3354 Way 80840
an1natng
duled
http://medicalgenomics.md.chula.ac.th/828/
5  WES wowfoAnmstiluanauas ey u 5 Anufinaidiums aaduguaiwiinums

Wugmans anrduguaimin  ¥Rumdi

| a aa ¢ = aa i =
WAL nUN1SUNNE 1auTt 420/8 auus1YIT WUYeangln lwasun3
NIENIEATITUEY NFUNNY 10400

N5 1415 mv 3514 %38 3516
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ATANUIA 2

s198a15ulsa

~

NLAYITDIY

WuWsun NaAsSsIlsau

518015 / Aulud

FRNAURNANITARNTIATVUNAIULLD NITAIENIN LAZAITVUAS

€

alag National Center of Neurology and Psychiatry (NCNP) Usgine
QUU UazNIAIINYITINYT AMSUNNEAIERSATIIINEIUIE UINeduLTing
Usznelng

https://www.ncnp.go.jp/nin/guide/r1/video t.html

g1uteyalsa DMD nANURAUNANIaRUgAans
2.1 DMD-Open Access Variant Explorer
https://www.dmd.nl/DOVE

2.2 Leiden Open Variation Database (LOVD)
https://databases.lovd.nl/shared/genes/DMD

2.3 Universal Mutation Database (UMD)
http://www.umd.be/TREAT _DMD/

2.4 e-Dystrophin
http://edystrophin.genouest.org/index.php?page=browse&box=del

North Star Ambulatory Assessment (NSAA)
https://www.touchneurology.com/wp-content/uploads/sites/3/2018/03/
www.musculardystrophyuk.org_assets 0000 6388 NorthStar.pdf




> n1ARUIA 2 steBal3ulsdiniAuadov

518015 / Aulad

wasdayadmiugae
4.1 yadlsnduiilosouuss
(Foundation to Eradicate Neuromuscular Disease, FEND)

https://fendfoundation.com/web/index.php

4.2 wusunsuileldeuguuuiNUTEINAlnY

https://www.facebook.com/Duchennesocietyofthailand

yadlenisaeuuazaisaviieanmdinisuazdandiuieluinlsa DMD
Iniilag A1AIVINUITRYAIENT AMLUNNEANERTAIIIYNGIUIE TN Ay
nmMeamita minedeuiing

51 vheenmdinelugUleszesiduls (ambulation)
khttps://www.youtube.com/playlist?list=PL6CL3xX7SMzpsCEM-j8COXvf-
W2wtR_F3P

5.2 vheenmdimelugUleszeidulils (non-ambulation)
https://www.youtube.com/playlist?list=PL6CL3xX7SMzrdjJCtd6b7yB-
VU1kZSyydi
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ANANUIAN 3

LuINIVAISQUANIVAISWYIUIA

wo. Gsua Lastinovyg
W2. eUANS ueladad

15 DMD daulngifinasasianuladeguielionguszuia 5 U lnge1n1580uiiam1es1anig
AziinunIu iliAndeymanuuvatessuu Wi nsmelawasnisueunau Milawaznisinaisuladin
nduilededauaznszgn nsndunazlaruinis Wawiniswazafdeyan 1Uudu wazein1sazguuss
Tuisey o awvhigUednldaunsaiunsetuldnisnueulodUigeagussann 10-12 T Fafianudndu
B v = | a v v ] a a a A aAa A
sodldsaiiugislunisindoulny warlussesyievedlsagUisdnasiinishioifes uasidediniile
918U533104 20-40 T Ima%Lﬁuléf’jwﬁﬂ’;ﬂiﬁﬂﬁﬁmq%ﬁﬁaaﬂ’imuﬂﬂa AN IALNANTENURDANINIM LD
maa@ﬂwl,t,asmﬁlﬂua&mmn

dl' vl 1 [ v [ =3 [ v [

Winsanludsswmalnedlufionsnwlvnievin nssnedadunissnenuuyseAulsemad
mueIn1swasnsiieniioszasnisadulsadundn wu nslienglaresflaafesesd lilevievzas
n1sienvesnauilosinfrrasnrunsndeuntaseuumela sruulnadeuladin wazaniznsean
) ) & v A vy a Aa aa A v o w a 13 o o
dundann 1Uudu el UlslinuaindinnaniuanizvedsangUigidundged’ viling1uia
Wrandunum wazildiudAglunisquadUisiuuesdsin (Holistic care)™ sauiansliAuTneInig
Wugeans wWeligUlsuazgafiteyandndulunsdadulanerdvguaimlusuies

Iagluuniiagrona1InwuINIINITARANNAITNEIUIAYDIUARL TEUUDTYILAUUNT 3 81013
LALDINISHANINIIAATN famalUTl

1. 1a1snIvaduLlio

¥
} 74 ¥ =

HUqelsa DMD luaisengdseunas 2-5 U wdulendnuiioazisuaaiy viliden1sgouunss
AU Tnazanduduaiuin wududuladiuin viuiinund duves inlvigUleidesdenisndannundy
leting

WUINNATTRUANINITNEIUIE FUBLHBRaN1TWARANUNAY (HaIaINNE1TannYaslsn
i lilushu dystrophin Litigswaagvinntinaisndaniiedsinliguisiinzgeuunsivainduiile

Wvnenisnisweuia fe fUaglifianisnaannundu Ranssunisnisneruiaaansainla

TagUseiiual1utdes AUl d89AaN1SNANANKNAY kAL lRATLUZUINISUBINUNISWAAANKNAY
wigUlsuasyf laun
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o wuzhlithesesinse Ydunaedeulm wagnmsvhianssy wu n1sgnids wWasuvin mstau-as
Uula arsiiaupesqualvininudigivieUlisvugyifianssudie 9 aglnddn

e quadndwandoulidussdeou Llifiddnuasnumaiu Flvluaaiaiifioms fu
fuinamadulasanzuinuiosihmsguaiuliuiediaue sanuiinadentuaisdaliufeiud

o quagunsalintesliiing q Whiums udauss egluanmmdenld manwudinissrgelrsudadenyiug

o qualiifthealadeiidenusnmnzanlidurdosufuly aulddunlunnedouln
wazidesionisaznanndulddne auldsouri-iined fusousilidy

o aualifUaelasuioniud waz/viouaaleunuunun1ssny guainaulvgiglasunisia
178n3zNn (Bone Mineral Density: BMD) Iatufing1ensomns Weusediunzlasuinisnisuilan
Innfufuazieaidon uazisdonnuununsinw Jag 1 adlasnmgssduiniuiuazunadely
Fon LileUsuiiiunuidssvedlsanszgnmngy

dleeguszanas 6-10 U fhaztfanzdefin Fudufidowin asmidmedden uasdeazlnn
dosnarwannsoluninedeulmanas waranwedanmvedsaivinlindrudesounss awdadu
ANZVDRARIUTDAN & HIUL

WUAMINSAUANINTINEIUTA fUaefinnzdafin esandUasfininzdauussvasnduile
Juhlinsiadeulvavasitanieanas

Wannennanisneiuia fe Juieliiinnededa Aanssunisnisnerviaaiuisavililag

e FAnpnunsUszifiuanzvestene uazanuaunsalunisndoulmvesyiae

o lieuuzilumsquadiusineg veasnsnieliiegluviniigndeslagligunsaiiaia wu ns
aald ankle-foot orthoses (AFOs) wmuzuaundy Wietengandniefisouuss deafuvatewinen
wazdnlassadrsvesvviouandlieglunuiiimunzay Jestunizdeidn 35nsldivunzay A
auldguiinfinedfugunsal iletestunisnaviviazannisidend dadewinuazivinlvegluriiund
wndtgn andusuliduvindatuduinlugunsal Saanefauinadewi uasdssmudidu Tiasin
aouuvdevamauiuly nmslivuounse iedesfuteazlnndneenduuen Hudy

o quavszarusuuazdsialifUaeldsunisiuyinsnieduiidanuiaundsutnianssy
t1a nsvineamiidaduinmeninamuaniuuinistndtu wieligUaeamnsanduunld
FAnuszdriueg19ifiganmudnen e aLdazyaaa

dleenguszanas 10-12 U aziinszgndundsannuin iesanegluriiadunaiumilugaeied
ﬁmm%ayﬁﬂmﬁsmﬁa

HUIMINTgUANIENNTNEIUIA FUsenszgndundsan asanduaeliaunsandeuluald
vinlhagluvindadunaulugasisifinisesyivlaisng

Wanangnenisneiuia fAe gUleUasndeanniznsegndunding NaNTsuNeNITNEIUIA
aunsavilalay
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wo. Gsua 1a8uinovy, wa. eufns weiadad 4

o qualifUsldsunsmisnmsdnszgniunds ieussdiugunssgndundsan faudldsuns
3adlsn DMD Ansusioiilean 6 ineuidienszgniaaialidiud uazyn 1 9 Wlonszgniaiaiuindy
o wuniligUaeldgunsaiiasudeionngnszgndunds (spinal bracing) ag1uimunga
auununnsinu Taeldlinssdumnzaunuguine liuiunSonarmauduly iilediongsnszgndunds

v

J1innsnuwazuaunalan asldanizaignis du wiedu limsldnalueunounaisdu
o qualiguaslasunistanauiliouareenmidnienduiendsiuinnieninuidn auuwuu
N3N

o auadiUinwunndeaslsUand veunndnymaniiuy eiinszandundianuinnin
20-30 94711 fA15NNTHIEANTEANFUNAS esannisldeunsal iWwiisanssnwuuulseduuszaes

Wity ldanunsanganisiingUvesnseandundsla™

2. 9111SN1VSs:UUK18TIUAENISUDUKAU

n1seaulsavasnauiloneglalugUislsa DMD vilinnslelalfiussansan dewaliniuaiunse
lun1stuaurzanas MAnNITannauYeIAfumiglanIuin

WUINNITAUANINITNEIUIE JUrBEBBNIsIAAN1TaANaUYRIILAUeTakasaY
Uaaunu asanguaeliaiunsaleduaunzaanunlaies

Wwneneniane1una Ae fUaslifanisganduresmafumelauazniazuaaunu Aanssu
N1INITNEIUIaEINITan A lag

o Timuugiuifiasuaryilunisussiiu uardanneIn1suLayaINITLanIYeINTILgANAY
vosaiuniely Wy meladu wilesdirsvmgiianssuiinevild $Enldandundsiiuuou loud
laausaduiaunzeanls dusunsunsonganislailugag 9 melalieen wigladiuin wielass
milogney TuRUN viieUansileUaein@ed iudu Tuanmuunme wielrnsinunldiusiasd

o douuazaidnnisusziliuduanielalaenisils nnuldesaunsludeansodins 1ig
aataunzliungfiae Tngenavinisnmirdansisenneuviesenitanisgaianve ieteduiaums
fidafnsoglvioonldinetu Ussidiuen O, saturation wasgaLEuvy 61 O saturation dosninsesas 95
ALALDBNTAUAUUNUNITINY

e uuzhdpvinlvigUasueusurge Insendsurgs 30-45 ssm e linsyisauneou dosonning
wnduvilimelaldftu lufaeiifdagmnisadeulmeaisideuiilinn 1-2 $alus ieliveaueed
161

o auabigUaglasunisvinienmuntassvumelanasaussaninnisitauvesdensiuiu
fnmenimiidamuurunisine wediunsinusasanuuduswendiudenela sraouasUoafiu
N19AnNIEUNINgaUN1ITEUUMElA
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o qualiguaelaunisamafnmuuazmsinmanummdfideinalsalenuazmaiumele
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wisUszwelng wu Tadutlesiulsavensniau Tdudesiulse covid-19 1Wudu

o qualiguaelaunisamafnmuuazmsinmanummdfideinalsalenuazmaiumels
AUBHUNITTNY

3. 91aashavs:zuulkaldgulaka

AUrefaunnIeaziien1silanumaiainn1ie dilated cardiomyopathy Sufiengusvanm
10-15 ¥ lspaganfiuluogusaduasdsialunainent mnlilasunissnwasduanvanisidedin

[y

udu 1 ve3dUdglsn DMD

KUINIINITAUANIINITNEIUE HUetdEaNITRAN1Iz lRdNwAT LasnvIalUshy
dystrophin fifia3ud1Aysian1sinIuvaInauienila

Wanunenianisweruia Ae fUlelasadeainanigitladuivad Aanssun1enIsweIuia
dunsavilalag

o aualiifUlelasunisnsiauseidiu ECG uag Echocardiogram Fusladsun1sifdadelsa DMD
wazqualiiUaeldsunmsinausieosmuanuifiuvesunmeideivegy
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Tuueudn wazldnsoaauiuld

o gualiguielasugiannsanuukunisinw
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amzhmdniunas WOANTTUNITUSLNALBZNGANTTUNITANTUTINUTEI1TY
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ynafaiiduasunlsanegiuna
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5. 91a1sn1vstuudstandaunav atlayayn A1stsvus wadinssu uazdadvau

ansinuyesdiulngaziieadestunsaidyan Jayminisiseus wazlgymidiunginssy
vilsigUaelsn DMD fanmunnsedunistismdenuesiivanzauniu’e uazildazuu IQ Tngiadey
vesftaelsn DMD e1asninAadeidniies 1iesanlusiu dystrophin dsviamelulugvaelsa DMD
funumadyluaneddasiamslugmiiieadesiunisiiou n159nd1 uaznsnuauensual™

Y = a 4 a = b4
KUINNITAURaNIINITNEIUIa JUreilanaiatdyrimiesduaddeygyr Jyministeus
wazdgyniaiungAnssy WasInneIsanmvaslsakazvIanIsiidianannIsiaaaulnianaas

Wamangniensweguia fe gUlgaunsadismaenuiadliniudy Aanssunienisweiuia
d131309ilAlag

o wuzinligUaelasunisyssdiudiuimuinis LLazaa‘ﬂzgaunIﬂsJLLWWETM'%@Q’L%WWQJ
maduiang TnsBuussdufudldiunisideds viedeudlsaSeuduaslsn DMD fasdonis
et Aslasunisussliulaswnmg dnessavitansetnuilunisye wusilinsisdnnseslsnosiiadn
awnn3u (autism) Tugtaeiiyndn fnsvimgAnssun o RN NG PR R RReR

o ndlgUngRmuIntTandy Iduasuimuinisaudelussuudnid nsdlUlsdimuinis
liaute viefitgmdideu guadwionuisunndanuiiamnInauLaengRnssunIuLNL 133N

e quadsUinwiquAsAnEIATINLANLNNTIY WieUstllulauNuNN B ounsaeY
TwsngauiuauansavesUle

e wupidnguiaieviegiaslsa DMD wielviiUaelduaniudsuBous Annisadeduiusam
serinsyana nsatfuayulifunaseadisamndudieimie (Support Groups) Wy susundnsiieiden
auuwisUsalne yaddnduideseuuss (MoasBenlunianuan 2) Wudy Wudsddrlunisadhs
f1dsla uaniasudoya uazanmuAioanae1suaiaInnsguagvaelsn DMD
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6. n1stRAUSAUINIVWUSAIaaS (Genetic Counseling)

nslidUs v siugamansdmsuguaslsa DMD Wunszurunsfisinudidalunisdielo
thowazgidlafsdnuazvedsa mItevesmetugnssy waemadenlunisdanisiulsad Tasnis
Tidsnwmatugmansasteliaseuaianmnsalsediunnuidsslunaislseluandnly n1snsie
yauRaUnivesduluaundnaseunta uazn1salEUNITgUAGUA TNz EY Fagaudanisdanig
oM suwagnsaiuayumaiala uennidudulenialumayaneifeafuuumamsdnvuasmsussm
9131 9 fenaiatulusuian nsliduinymisitusmansinduiniesiiofivaslifiasuazy i
iteoyaiidndulunsindulaferiuaunm

Funauvaanslisuine

1. msiiudszTRaunnuariugnisuvesnseunda (Family pedigree) lnansivaeuindauidn
lunseuatififiennisadielsn DMD vdelsanisiugnssuduvidelsl

2. mslideyaiieaiulsn e5urednlsn DMD Aaainnisnanesiusludu DMD uvulaslulew X &
danalitlushiu dystrophin anauniely %/Lm'j']ﬁﬂaaﬁ'suimjLﬂummﬂa waziwangeonaunve (Car-
rier) Tnglsifionnsusedionnisidniios Tsa DMD Julsafinulumanedudnlng iesanillaslulay
X s 1 wis Hadlmandgaiidunmeilonadwiotunaeiugiosay 50 Wiugnune (e1athe) uas foo
az 50 lifugnana (@1adunme) ennisveslsalufuedinGuuandudicfodin wu ndunidogouuss
fiFu1nv1 uazenaiannlugnnzilanagssuumaiumeladuiman faiiTauusinmmanngdmiy
audnmavdilunseund Wensaasnnsesuazinanuniig cardiomyopathy

3. MSUUEYINITATIINHUGNTIN Multiplex PCR w38 MLPA tiloszyn1snanesiug
LLUUG{H@‘VIWIUM%@LLUULﬁusﬁuuaz Next-Generation Sequencing Lﬁaizqmiﬂmaﬁuﬁ:mm}@ (Point
mutations)

4. AIFINURUATEUATY LaBNIThuzdIN1IATIANIEd mSUNIsAIHUIs AT AN TN NANA)S
fifienuidedlunsouath manmadansesieunaen iwun1snsatuiiaesn (CVS) vienisanzthad vie
mMsnamseunouilndmiugiinunuiiyns (Judu

5. msatiuayunsiiifanguileideriuunanslesueeulat iauinweimdninelunsdiy

Unasesiannuanimsenseaiuly aduayunisiinguuuuaseuass ieliaundnaseunsinnay
HGRIERH
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AAN. aaa1 duuvAa

1sa DMD L'f’luisﬂmqﬁ’uﬁqﬂﬁmﬁﬁmsamaéhLLazmsa'auLLﬁwama”mLﬁaLﬁmﬁuLéaaq 210
AsemeaeslUsay dystrophin a1asiidamaldiinnisindeulmsaweluvaensein wu nsd
Msfuuazi Uaelsn DMD fanudesgeienisiinanzdededafnuariingy saufisnsannesasves
anuanansolunsndeulmuayn1svihausige egsedie™

fU3elsm DMD fuumansdanismeamenmiidaiiunnastunussezniseniiulse 5 szey
loun szuznaulantoIni1s (presymptomatic) seuglaulava9iu (early ambulatory) syuzihule
9299119 (late ambulatory) sseziaulalagi9qu (early non-ambulatory) wagszegiaulilavieing
(late non-ambulatory) Lm'azizaz%’wé’ugﬁ:ﬂaEJ'&TWLﬂuﬁ%éfmiﬁ%ﬁ’lLLuzﬁwLLazmi’mLLmumi%ﬂm
Fimuzauntnnienmtin Fa9sdinanuunnan sty arsenLANE BIN1THALAINNAINNTTE
;:Jﬂ’asﬂmwiawdawmgﬁ?u

N19959U T ULAZINUNUNITT N BN IN U1 TRAITdaAAR B9AUNTOULLIARTTENa
Lﬁam’if\i"]LLuﬂmiﬁwmmmﬁmiLLazqﬁumw (International Classification of Functioning, Disability
and Health; ICF) Tagfa15a1dfn15v19ueazlASId519U89919018 NANTTY WALANSLAIUTIUVD
AU Faildhmnevdniieussdudsznosennis wwaseinisseunss acidennuuduswendniiouay
AuaEnsanan el msldusineliivssansammanzay ﬁuﬂammmwﬂam TN
n&raifeidoudans Josfunazanlonianisiinniizdosedaia nsygndundenn anlenialin
gufnsalundunienszgnin waznmzunsndousiieg Tuszezen fadenafinnsannisligunsaliady
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1 aeawdvatvalavAaunaiutiiakasvuazdadadafiaksaiiasy

(Physical therapy for prevention of contracture and deformity)

nsiianneafnvesderelufiaenguil enafauunuiainanuainsalunisiadouln
anas msegluvilavimiadunanu sudinduideuinusouteresouusiuagianlivszaiudu
FeEnsfnvnastostunnendmidevadiuasdorobninniefingy™™ fifed

o nsiandnieuasiiloifieseg fitennsis viefuuluaniinnsaswidedaia ndauiled
Snnunnevaduresnduniovieiiaie (msedl 11) Insamzuinnutoi feuwasdearing 33013

gananuilotleanu’™® dnadl

N\

AWN 7 vinnsgananuiiieuas (Plantarflexor muscle)

'
1A

vinBudu: fUasegluvnueunng enanshuunyhudndessesuinalddotuivesundisiiazyiing
g0 edlostudowunionusumnauly (knee hyperextension) vasliusuitedandnile
st

1. davdnaiiazdn Wuundoduwasdewineglunuinss Yanewhegludnwmsdduduou 1ie
randandsuinamiletendumihvuesitas lduinudidevesuudnindevdunlagliuuvioudns
VB AUALUUIUIUAUA 1 U e

2. ThussBavanewiflufianislunsfsue dawinaregludnvaznszaniiitu viinisiedoulm

19 WedaluauhugrinisedeulnivisedUieddnfeusinnes TAnwintuld 15-20 Jui
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ad =~ ¥ ﬂy 4 ¥ o .
25n15PANAUUDAUVIATUNAY (Hamstring muscle)

AWA 8  vinganautileAuIAIUNas (Hamstring muscle)

vinBudu: Ursegluriusunie
ABnsEa:

1. dafthoegluviueune afsndrmildludnusasmBoanssenuvesdtaety Tiedrmis
Uszaosiuninvesiurniiedew dednd1ausersaniatewindnundmseusnaues nete1ululi
whsevmeviinsianduie wazsetdldliundndrsenany

2. ynsiadeulmdig ludnvazenuity Jarewindduuy deduasidnfauinudunds

99991 WiA1evinduld 15-20 Funi

5n1sEanautilesadzlnn (Hip flexor muscle)

AR 9 vnsPandnutiieseazlnn (Hip flexor muscle)
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vinsuaw: fUlgegluvinueunaeg

1. davndnsefiagBaliegluuuings Uaeuiidtudiuuy fetrmiwesipuanislivinuiun
Fruntimiiodeuin fedndrsssassdunssdiuuinalidoruden swasnniululufiansuesfsue

2. yauziseazinn fodndranTeulililiiadounuly WefUaefdnfsunusuniiifu
Tiidaviuly 15-20 Junil
19A25523n52799INN58A

Tunsuuzilgasegluviueunindulszd lnonafiaginnuazifulsl pelvic posterior title
(ToazlnnvesUiuaziin anterior title wavuShAMasdIua10AA lordosis u1nAulY) 81931 1HN"3
melagiuinuazanaagyiligiaedu esnluganduidesedoarinnuniAuly fuefindruiose

o

Yoazlnnuasann e1anunilidnvimiausunzias lnedgunsaldnvinasulideazlnnimisanss

e anwaznsianauilenuuasli (prolonged passive stretching) Wuszeziaan 15-20 3und,
Fruu 3-5 adseseu (szeznatsin 90 Junideusim), 2-3 seusetu wazvhegiees 4-6 u
faduai®® = Inandnidsinisriliiiamsdutiavieuiniureanduiieainnsliusedaunniiuly
vidonsbaludnuaziiutmaadeulmidiisannsovduls

o msl¥nmegunsaliaiuiietienisdaviama (support of optimal positioning) W NegUnsal
isudmuderiuarivin, gunsalnuusyaes (splint), megunsaliady (orthotic), fsiawzs1e (custom

& 1

molded seating) aunsalngsdu wavaunsaluszendsng o (adaptive equipment)

9

Mswi 11 naiileuazlassaiimiluuililiinnizdefnuasiingy'”

g » g, "
nautlladauuu (Upper extremities) nanuladauans (Lower extremities)
1% & v A 4 4 v ) = . .

nanuilosadan nanulleineadestunisimdenaglnn (Hip extension)

|
a

naulloainUaneuau (Forearm pronators) nanutileiiigidesiunisindenian (Knee extension)

e

v & D L o . v &
NATULUDNDUBUDLLASUIND (Long wrist and ﬂ'ﬁ”lllLu’eN’e)ﬁSIWﬂ

finger flexors) nanuLie Iliotibial bands
v & = 2 (% & .
NAULUBLAEYAUIND NAULUD Hamstrings
T | Y . v &
NANLUDNANNYIND (Lumbricals) NANNLUBDUDY
nananilevuilaiuaiile WaralAR Wi (Plantar fascia)
v A v X
NALUONIUD NAULUDIDUINILLLIA (Toe flexors)
v .&1 a ' v t&l nﬂl v U
ndullousialva nanuiioduq liun

nanuLileaena (Neck extensors)
v & A v o A o Al
ﬂ’ﬁ’lllLu@%ﬁ@ﬂﬂa@ﬂﬂﬂﬂ’ﬁma@u‘lﬂﬁLLa%ﬂ’ﬁ‘U?J']EJGI’J‘U'EN‘UIﬂiﬁ

1A5985199U9) AINUINATIIATIVTNNY
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AAN. saaq1 duuvna 4
2. A1s99nan1avVAIY

nsbilusunsuniseanidaniedmsuguaelsa DMD dnnienmundnalsiiansanuseinm (type),
AN (intensity), s¥81a7 (duration) wasAud (frequency) ¥94n 1SRN AT AURDAIINEINITE
VRN RPER R diowuasauudusiuazaumunuessndimidelunisifanssusieg
Tildunuiign duitusdonsiannaunmiavesdie™ ™ asfisuiuunisesndidanofiuuziiun
fuae dail
2.1 nseaniaenieuuuLalsin (Aerobic exercise)
nseenmasnieuuunelsdnssfiuniningaan (submaximal exercise) fisgfiuninumiin

=

A1N11 85% voe8nsINsiuiilaasge Wy n1seeniiaenigludl n1sidu nsdudnseiuwyuniew

1w

129190 Jyusgegan 40 wifineiu

Wionsanuudsuswesndunieuazdosiunisidenaasvenduiie
wagiineg1etioy 3 Tunedun1n'
2.2 nseenmasnieuuulalyunin (Isometric exercise)
Futtniseanidinenuuiniindrudesindideanisiinegfufidnslindanarsoon Tagld
szdumumTnveINIsesnusatiaedaliunans (mild to moderate intensity) LiieAsasmnsindeuln

< v & g
bAEAITULUILLIIVDINATULUD

damdsszdinszisvnuriineaniideniedmiugUaglsa DMD
o WANALINITINAIAINIBUWUY Eccentric NEANITUARILUUAIINEIIVBINAHLHBLANTY LAy

CY

nslussuseduniin (high-resistance exercise) azdsnaidofinszduliiAnnszuiunsdniaunaznis
Houaagveanduiileifiuiy

o aneantifimsUsefiuoinsdmesnduieduszey neusuliiszezinanin nseysng
n¥snilildussnefimngan saufmnasouaussanmnisihauvesssuuila madumelauagviase

=
LADR

3. aisquastuuKkilduaziluWaussaniwdaa

(Respiratory care and pulmonary rehabilitation)

Annesanmvedlsadsalinduilenldlunismelagaunss Msviuesszuumelaunnges
wiemglalidusedndnin dornisimllesdrwuuzindoulmusevinfanssumige nslesindsed@nsnin
wazdulanzeane N MAANNIZULNINYToUNIITEUUNINAUMIETAAIS 9 A1uun laglanizag1ads

v

lugUae DMD fllangnseandundinnsiume azgninnanisvensiivemsuenuasyantiindu'™
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n1sguaszvumeglanaranssaninnisvinureslendaduluegeenislinisquanausss oz Sudu

a d'

wansonsuioldsunsitadelsn ianistinmelafignisuasiivsedvsamiia nsflndfiunnuudause
voanduniomels sufamsfinlonayiinistussuneiauns odinssaniamnismela funsinieu
warauudausswasndudomela srasuartostunmaiinnnizunsndounsszuumelasieg auan
Tuguian
3.1 n1silnuela (Breathing exercise)
o wadansilnmelalagldndruilonsdsan (diaphragmatic breathing)

msinluynszoznsaniulsavesiiag DMD ilerfiunsvenefivesenuaznszduns
yuresndmidensdian vildlinswaniudsueniauazeondinudiguenlddstu Tnsduneundn
wuseanidu 2 939 laun

1) trangladh msgameladhmaayndng Wnamihvieuasdlasdimsveneieen

2) dareelasen mineuammelasonmeayniig Vinamhviewasalassiinsguag
Funoudsndnsiuau 10 adwiodn Tavaduinidunat 30 Juft wasvi 8-10 Wasasou

o wallan1sinuglakuunu (glossopharyngeal breathing)

diolfinusanseinimdivennazainuguasion (vital capacity) lagléndnuile
Tudosuin Auuazmeneslunisduauniudinegniafumeladiudsuaziiaussiuuinnislulen
winzdmivgiheiiflanssanmnisihauvesleaunnses melathenadildlifisame Tasianiz
og1aBafiefifindunionsdiandounse® “ arunsafinldlugvae DMD ynsres Tnsianzszesiiu
Tuilaga9Au (early non-ambulatory) wagszeziaulularieine (late non-ambulatory) iauﬁgﬂi{ﬂw
fifinnslfiedosdiomelasaudie Usznoudae 3 dunou (awdl 10) il

Fumaudl 1: WasuEuin naduuvusuliernadigdesinuazaine

Funaudi 2: Ya3uiun pnAuLarrINITinstuiiondne nim g roLazndeudsgnis
wiunmeladiudu

1o 1

& = a a o Y = Y a a = | &
UABUN 3: UASUEUIN AUARDUNAUFALUNUIUNA UNTITLARDUYDIDINTAGUBAIINUU
! = a o 4 % 1

naeuduarrdavilveiniagninednielulen

MTUABUAINAITINILENTT 100 ATIFDUIT TIUIUATIHBTBUTUAUINGUTEAIAYRINTT
= ] £4 1 o o & ) a 2 = ! a o o J
ANIU61E W 3uIu 6-9 aswasaullunisifindsuinsveaiisuminnismelauni vignludiuiu
20 asauldidunisifinveiedveslonuasiudsnngnnugadnnie AIsvinegeles 2-3 Aswmaiy

LAz ATV ABLEININATT 10 UITIFBDATIUNTILDIEINA LD INNS I g UATHe e
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STEP1 STEP2 STEP 3 Gholt

A WA 10 Funounismelauuuny (glossopharyngeal breathing)

32 nisiinndrusiiennela (Respiratory muscle training)

. mi?lnIﬂai%’qﬂniai?]nné"lmﬁamaim%'ﬂ (Inspiratory muscle training) 38WaIuN
néndleflilunsmeladuasndruionsdsanlasldgunsal Wy gunsallfussiuainusinaves
aU3swda Threshold IMT® uargunsaflinmelassussiuiiin BreatheMAX® Tnstnngnmiiln
UL mnd warsvesnanlunisldgunsaiinvesiiimngan lavilfiAnnisdrveandmiile
melauaziinnisunwiesvosssuumeladfindumuunends nrsindanunsovinlélugiae DMD
ynszoznssiiulsa wilduugihluguasfifinsihauresszuumelaunnissegieguuse (ANgUen
snin¥esay 25 predicted way/n3e PaCO_ 11nn31 45 mmHg) fesarnnisliseiuanuniinues

1% Frpgranisusulnluswnsy

nsinfiungaudeudisein wazinavesnduiolifisaweduiunisiin
fin wu n1slégunsal Threshold IMT® farnBuduiifesay 30 vesAussiunsmeladingegn (Maximal
inspiratory pressure; Pi_) 91Uy 10 afwiodn, 3 Waseseu (szpzan 10-30 wndl), 2 seusiety uaz
vhagatien 5 Jusiedunii nturssqiiiuuswinu lnefifuaglifioinsmiesviouantonisinund
maszuumgla

. msinlagldgunsaluinsusasiin Incentive spirometer Wugunsalilnmelaiinig
Tideyaazvioundurinunisues (visual feedback) Hrerinusegilalunisiln Wumsifiumiensuiung
augUonuzmglad nszdulivaninisvenefuagnsgdunisiuiaumgainnsgameladh sauvs
Pretosfunisindeunznainnizusndeunsssuumadulavdeiunmsindn mngieldGeuss
THugunsniogegniosudrannsniluiinlédenuios uonaniliifenadrafesainnislgunsal™
fregranmsuiuliTusunssiin wu n1sléaunsal TRIFLO® Il Incentive Spirometer fapni3usuil 30-35%
¥R UInIgagaveseniaivmiglasenegraiuazusadufiaugn (Forced vital capacity; FVO)

F1UU 5-10 ASIAREN, 1-2 WAReTaU (ATUIIUIU 20 ASI) waryines1etay 1 sousaiu
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3.3 msilnlauazszuieidune (Cough training and airway clearance)

Buanmsssuieiamelnenisdaviina (postural drainage) 9niunssduliguaeleadns
Q3% Usznoudie 3 duneudll

sumaudl 1: maladndn (nspiratory phase) AiUSunsesay 60-90 Y83AUUan (to-
tal lung capacity)

sumaudi 2: ndumela (Contraction phase) naumeladnald 3 3wt iimn1sUnves
nasudewaziinsnadvesndmiomelasen lvuseiuludesoniiuty

sumaudl 3: Fuleesn (Expiratory phase) Tuanmglasennisiinegrausamdoniuinds
yiivissuazluludumi lnedinmalavesiesmoidssuazimiaumgiinzuinadeoynimaonay
ponuluszaznismelai

vngheilussletesvieduiamzoanldionn msiansuidenliiBnsfitiessuneiauns
Wiy 1wy nstelelngldtlonausnamiinvies, mslsiasesiele (mechanical insufflation-exsufflation),

n15LA1zUan (chest percussion) wagn15dulan (chest vibration) Samgag!*e 1% 12

4. arsUovAuuazianisaudnisaiknavuazas=qQarn

(Fall and fracture

Mnneanmuaznisaniiuveslianduileniyiniisugivudmadenunuiuiuges
uanszgnanas duduadeideslunisifinnnenszgninuaznzunsndouniasingg Nty
uenanidaidesedug faenndessaudie Wy seduianssunienie n1slderdiunissniau
(corticosteroids) n1sfinaztminiAusazlsadau (obesity) Faftasnguiinisifisnisdestunaylds
nMsMaukudanisgifinisaivnduuagnszgniinfivaunzay ievzaonisiuiulsauasiiuranssanin

auarntsanienasiafeulmilindugaitnaiunsaidy anleniagnindaiadisulng siudiaia

ANMEUNINGoUANeY LRNTURILLLA T 1

Y

& v a - =
o MsfluNaNsIaNINURLAANTEANYN (bone fracture) WioAsANaIINTOlUNSIAG UMD
Josauarauudiusvesndiuilo n1swndeudeia n1snseitkaznIsngsdu n1sRaAY sauds

nsnavdmnansageganawinatinisainszaniined19siag lnemssundeulmfluyaussanin

1%
Y 1

(early mobilization) AsusYIesEEENINTFoNLTHUYDINTEAN (bone healing) 4HAYTI19MNUTUTINSY

¢ v

nssnuTniuunggeIngauliansegnuazdelivanzaniusseen1ssnyeIn1svesyUlie vy
390628 BnfIed1YY sTazdnan1sedeulna (immobilization phase) fn1sdavinniuiioanulu
Jastunsiiaunanariuwaznisiinnisinfioufinguuensegn N150onfidaneiaAsdnInAIIULT IS

vaanduileseudenauuulelawnin Tussesiuinisiadoulnilugisiu (early mobilization phase)
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Tn1seanmaenigiiuniaanauiiaseudenanrsausnalnalAgs N1sdanauiiasautasawnazsusiin

ThawAes NnsepnMaINIenIenULeT (active exercise) NSENNNSIAABUIIYF NITAIUNNUNVULTULALLAY

| [

o UNMIAINUIURYTININITRTIUTLLUANMULELINITAUNBUTNNINTTUNIBANT WAL UTHLATUNISDBN

o o A

WU LUUNAABUNIIN1IU1NdnTadY 09 (Four square step test)

q

Araalunnguwaziaut %8

kUUNAEBU Timed Up and Go (TUG)
o  MSIAAILULEINLINUNNTUSUENINWINADUTHLESFHBNITAN WU NNSEANTIITU N1SEIUTBIIIN

PNERIVULLAUUUNUNTAINNAY

& 1 = 4

o dnnmeainvidasiuiiarsandnissuldgunsaldiemvde vuggUiedaiuaiunsanig

a

AseaeulnISUannREaY LazdaInunNISIAnYan el nRANS oA UNANTY

Y

o dnmgarniite gUrsuaziauaiineitenaudang nsideukaziiniuszdaseds

vuzligunsalngadiu wiegunsalindouiiogrsasnde wu sadulni

~

5. aistinalulaggiusundivazadnuazauasaiszgnd

(Assistive technology and adaptive equipment)

Uagtuiimaluladignuigaiiuazainiavgunsaiuszend dmsudUie DMD atu1sa9ie
fuaslunannranediu vaaduinuenislinuresnduidedadn issurnuensliTinssdr fusenuies
Wannmsididanaluladens 4 gunsalfifiuauadesimianisiadeulm uavtsmuauanmindes
Tifanuuaeadondsty Tasnsidenldgunsaivaninisienumunzanadiunisléau anudy
dasy wazn1snuludiruvesite™ undeg1ay

nslésadulnia (power wheelchair) (Hunislumalulaggiuisaiuazaindisinasld
pgaunIvans WA invrLazfinauadewialunsindeudiefifiae annsilsnanutieimde
Nngfguanazdany roifinlonianisidiusanlufonssumiadsay wu Awdaues flddmiudiae
svezpuldtieheoazssozaulils Welindoudosviianssusie q ladassuntu duiudse

29,159, 160

N1SAININULDIUATNITHAIUIAUAINTINNATY

wn3nsenuavindeudreiuuuliin (electric patient Lift) iumaluladviggruieniuazain

!
=

wngaua Tunisenuazindeudiadifiae Freanlentainaudsweidguailasuuiniduainnisdy

[

a 4' v A Ay a a A v vy Ao aa |
‘Vﬁ'&]Lﬂa@u‘ﬂqﬂmﬂHU'JEJV]VLQJ?{'UJ'WOLWUVWQLﬂa@uaqﬂlﬂW’JEJWUL'E]Q UBNIINU QN@ﬂVIﬁWﬂW@WUEULL‘U‘U LY U

=

wsesenuazadeugesyuulalasdn (hydraulic patient lift) w3esengUlsantu (Sit-to-Stand patient
lift) Faaastasunisuugiiuazn1sinldinsesiiolunisdegUasetnagnisaintdnnienmiidanse

'
a

A@ermgyneuilUUfiRmenues lieanaudsainnisuinivvesgiae'
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6. A1sdanl1snIWLdVUIA (Pain Management)

anududanlunilslueinisiinuldvesuaziintunasnszoznisaiiiulsa DMD lay
ANNdLazUSHMRTo N sUITNANdLTuSuTsernsaiiulsaianneas Tnsanizegreddlugiae
seaziiuliilagieingazuantenistinuiniian 81015 udinintAinusnamaedInas W1 wazied

a

2w Juaesvevaulading

faiunasuisiifioinsuiaiinuuandnafususrezniseniulse
a1nstinusnnied dUiessesiaulilavisiudniionnisuinuinai gUiessevinulilaviswineding
2InNsUInUTaLUINIENdUndtdINAILe AN TTIULITU dauen drwrisawazaiuni daulngiUae
DMD fnflernisvaaunu 1-12 $ilusuas 2-3 adsedunnst arandutaneglusedudunans'
awnginszduliAneinisuinunanuainuatedads wu n1siinanzadnvesdone

o/ [ v [ [ I

nsifnnnsegndundsguiainnszgndundangy nsegluvitdsfinedadunaiuiy nsideulm
vievhAanssunnAululufeszenAuld nsenudenisindeudedgieiiies'® denisuan
vosUrvdamaliiindeymaungdnssunisuansersual suniumsidinuseanTu nmsviianssusieg
FIUMAUA NIV UI8ANAINUIN
fanteaintdauazilinisiaviaisnunuianisieussimianuduiinlfivanga
aenndosiudnyurensuanaaznisiuiulsavesitasfiunndeiululdazie deg1an1sussm
91115070 9 finszesinungyiiianssy nsuiakagdaranenduniioninnisuininianaialugiae
seoiuld msUuasuviimengdioriimeiinedadunaiuiy Wisfenssudiinisiadoulm

numeundulugiessesiiulila @ susinnieainindaanunsaiinnsanldiasesnsedudulssam

nsimtangliil (TENS) dwsuaneinisvinlugUielsa DMD saudigla'™
uenINinIATvININTYMERT ALELNEAARTATIIINEIUTE TaufuanEnenInIT
uingdouding dn1sdaigainlenisaounazaisavineanidanisuarBandmiielugiislsn DMD
Tnsuualu 2 ga laun vieeniidinisludUlsszeziauld (ambulation) wagvinnisesniidenie
Tugtheszaztdulils (non-ambulatory) tleidunuinienismeamirdadmenutesdmivgvae

LAZHAUA S18azBEARARIAT A19199 12 aunsafnwniiuddlaandulediifesteduatanuan 2
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AN, saaq1 JULVAA 4
mswA 12 Yadfleasnineanmdimenazdanaiuielugdaelsa DMD

! d‘ ! o L ¥ dy 4 ¥ 1 d‘ A ¥ d’l 1 4
N 1 7N11890N1aIN1ENAIULUBDNUINBILEE NN 1 msmﬂmmuauaﬂm@@ua

WAUNAIEF7 yihil 2 viBandundledurndundalasdaua
vl 2 vinendafinides vl 3 viBanduniloseasinnlandqua
vnfl 3 YinnawIuasU v 4 viBanduidedundiuuenlneggua
V4 vy Wi 5 anstlnmela
Wi 5 vihBanduiedsstienuies Vi 6 nslnmelanuuny
Wit 6 vihBanduilevdudsdienuies vindi 7 ansilnleegreiiussavsnm
vl 7 viandwiderssanduiienduvds v 8 nsdavianne (usunasuazuauain)
lnegaua vifl 9 msdavirdeuusadu
vl 8 misflnmela viril 10 msfinmelalagldgunsal
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ATANUIAN 5

s1gugsoulRUstsINIIsaidaAatiu
lLazALLUEUNGTY9

AT 1 MsUszyalsydtvesannununsussanninguisUseimalng Tuil 18-20 Sunaw 2567

ATIN 2 NM3UTERNUsEINUveIgiIne denusuNnguiaUssmalng Juil 26 wwieu 2568

1. un. Auans ysatnug 27.9g). U NIITLUEN

2. u. fissy Tasisilfiena 28.uw. fidgwa gulyad

3.5y, NUNae LaAanansey 29.9gy. NATINT 1995797
4.y, weyile laslasa 30.9ey. wilauna wadayna
5.9y, Tan Winvand 31.UN. 9391 WATINA

6.WEY. @156 LAUUATNY 32.gy. AUy AUSIIN
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11.gy. 93810500 YWY 375y HATING 1095790
12.ney. ATl Redmi 38.9gy. figyeel YNNI
13.9g). 932IINT LWAAVIY 39.UN. MAA eunIs

14.95y. F5A1 WIANINAYIA 40.UN. FNY1 ATBIATNGN
15y, wusifinud n1evs 41.4.0gy. A99A TuAsTena
16.96y. ®1IAINT UAUINA 42 un. Foud AIPRSITH
17.um. 5900 AAsSa 43 wgy. AR lsautlesilng
18.mey. algsei LNy sAyiuw A4.0A.UN. 319AS YIRYIATENR
19.wey. 16 Huauseln 458y, NUNT 31993ey1591
20.Wgy. 1939 oI 46.wgy. 93UT81 19381
21.um. WaddnR AURSUNNTEY 47 wey. Yaunua Seusnd
225y, FANT SITUAIYINE 48.Wey. DU ATYLY

23.gy. 85U381 53uanily 49.Mgy. ATUNS ASHSEENA
24.gy. A3 gassauled 50.gy. @nsUn Yaysedl
25.WgY. 81987 LAANVIEIU 51.UM, 65T ARSI
268y, FNTIU MNJNeALAN 52.95y. Saa¥ml windeanans



19Nd1S9193V

1. Lee, B.H., The Dystrophinopathies. Continuum (Minneap Minn), 2022. 28(6): p. 1678-1697.

2. Gao, Q.Q. and E.M. McNally, The Dystrophin Complex: Structure, Function, and Implications for Therapy.
Compr Physiol, 2015. 5(3): p. 1223-39.

3. Crisafull, S., et al., Global epidemiology of Duchenne muscular dystrophy: an updated systematic review
and meta-analysis. Orphanet Journal of Rare Diseases, 2020. 15(1): p. 141.

4. Patterson, G., et al., Duchenne muscular dystrophy: Current treatment and emerging exon skipping and
gene therapy approach. European Journal of Pharmacology, 2023. 947: p. 175675.

5. Monaco, A.P., et al., Isolation of candidate cDNAs for portions of the Duchenne muscular dystrophy
gene. Nature, 1986. 323(6089): p. 646-50.

6. Koenig, M., et al., Complete cloning of the Duchenne muscular dystrophy (DMD) cDNA and preliminary
genomic organization of the DMD gene in normal and affected individuals. Cell, 1987. 50(3): p. 509-17.

7. Ervasti, J.M. and K.P. Campbell, Membrane organization of the dystrophin-glycoprotein complex. Cell,
1991. 66(6): p. 1121-31.

8. Michele, D.E. and K.P. Campbell, Dystrophin-glycoprotein complex: post-translational processing and
dystroglycan function. J Biol Chem, 2003. 278(18): p. 15457-60.

9. Lapidos, K.A., R. Kakkar, and E.M. McNally, The dystrophin glycoprotein complex: signaling strength and
integrity for the sarcolemma. Circ Res, 2004. 94(8): p. 1023-31.

10.  Wicklund, M.P. and J.T. Kissel, The limb-girdle muscular dystrophies. Neurol Clin, 2014. 32(3): p. 729-49,
iX.

11.  Darras, B.T., et al.,, Chapter 30 - Dystrophinopathies, in Neuromuscular Disorders of Infancy, Childhood,
and Adolescence (Second Edition), B.T. Darras, et al., Editors. 2015, Academic Press: San Diego. p. 551-592.

12. Wilson, D.G.S., A. Tinker, and T. Iskratsch, The role of the dystrophin glycoprotein complex in muscle
cell mechanotransduction. Commun Biol, 2022. 5(1): p. 1022.

13.  Chen, W.J,, et al., Molecular analysis of the dystrophin gene in 407 Chinese patients with Duchenne/
Becker muscular dystrophy by the combination of multiplex ligation-dependent probe amplification
and Sanger sequencing. Clin Chim Acta, 2013. 423: p. 35-8.

14. Caskey, C.T., et al., Sporadic occurrence of Duchenne muscular dystrophy: evidence for new mutation.
Clin Genet, 1980. 18(5): p. 329-41.

15.  Aartsma-Rus, A., et al., Entries in the Leiden Duchenne muscular dystrophy mutation database: an
overview of mutation types and paradoxical cases that confirm the reading-frame rule. Muscle Nerve,
2006. 34(2): p. 135-44.

16.  Magri, F., et al.,, Genotype and phenotype characterization in a large dystrophinopathic cohort with
extended follow-up. J Neurol, 2011. 258(9): p. 1610-23.

17. Bladen, C.L,, et al., The TREAT-NMD DMD Global Database: analysis of more than 7,000 Duchenne
muscular dystrophy mutations. Hum Mutat, 2015. 36(4): p. 395-402.

115



18.  Kesari, A, et al., Integrated DNA, cDNA, and protein studies in Becker muscular dystrophy show high
exception to the reading frame rule. Hum Mutat, 2008. 29(5): p. 728-37.

19.  Monaco, AP, et al.,, An explanation for the phenotypic differences between patients bearing partial
deletions of the DMD locus. Genomics, 1988. 2(1): p. 90-5.

20. Pascual-Morena, C., et al., Genetic Modifiers and Phenotype of Duchenne Muscular Dystrophy:
A Systematic Review and Meta-Analysis. Pharmaceuticals (Basel), 2021. 14(8).

21.  Hoffman, E.P., Causes of clinical variability in Duchenne and Becker muscular dystrophies and
implications for exon skipping therapies. Acta Myol, 2020. 39(4): p. 179-186.

22. Bez Batti Angulski, A., et al., Duchenne muscular dystrophy: disease mechanism and therapeutic
strategies. Front Physiol, 2023. 14: p. 1183101.

23.  Deconinck, N. and B. Dan, Pathophysiology of duchenne muscular dystrophy: current hypotheses.
Pediatr Neurol, 2007. 36(1): p. 1-7.

24.  Andrews, J.G,, et al., Diagnostic Accuracy of Phenotype Classification in Duchenne and Becker Muscular
Dystrophy Using Medical Record Datal. J Neuromuscul Dis, 2018. 5(4): p. 481-495.

25.  Broomfield, J., et al., Life Expectancy in Duchenne Muscular Dystrophy: Reproduced Individual Patient
Data Meta-analysis. Neurology, 2021. 97(23): p. e2304-e2314.

26. Landfeldt, E., et al,, Life expectancy at birth in Duchenne muscular dystrophy: a systematic review and
meta-analysis. Eur J Epidemiol, 2020. 35(7): p. 643-653.

27. Bushby, K., et al,, Diagnosis and management of Duchenne muscular dystrophy, part 1: diagnosis, and
pharmacological and psychosocial management. The Lancet Neurology, 2010. 9(1): p. 77-93.

28.  McDonald, C.M,, et al., The cooperative international neuromuscular research group Duchenne natural
history study--a longitudinal investigation in the era of glucocorticoid therapy: design of protocol and
the methods used. Muscle Nerve, 2013. 48(1): p. 32-54.

29. Asher, D.R, et al., Clinical development on the frontier: gene therapy for duchenne muscular dystrophy.
Expert Opin Biol Ther, 2020. 20(3): p. 263-274.

30. Nigro, G., et al., The incidence and evolution of cardiomyopathy in Duchenne muscular dystrophy.
Int J Cardiol, 1990. 26(3): p. 271-7.

31. Szabo, S.M., et al., The clinical course of Duchenne muscular dystrophy in the corticosteroid treatment
era: a systematic literature review. Orphanet J Rare Dis, 2021. 16(1): p. 237.

32. Tang, L., S. Shao, and C. Wang, Electrocardiographic features of children with Duchenne muscular
dystrophy. Orphanet J Rare Dis, 2022. 17(1): p. 320.

33.  Fayssoil, A., S. Abasse, and K. Silverston, Cardiac Involvement Classification and Therapeutic
Management in Patients with Duchenne Muscular Dystrophy. J Neuromuscul Dis, 2017. 4(1): p. 17-23.

34. Perloff, JK., Cardiac rhythm and conduction in Duchenne’s muscular dystrophy: a prospective study
of 20 patients. J Am Coll Cardiol, 1984. 3(5): p. 1263-8.

35.  Fayssoil, A, et al., Be careful about abdominal discomfort in adult patients with muscular dystrophy.

Rev Neurol (Paris), 2014. 170(8-9): p. 548-50.

116



36. Childs, AM., et al.,, Development of respiratory care guidelines for Duchenne muscular dystrophy in the
UK: key recommendations for clinical practice. Thorax, 2023.

37.  Sheehan, D.W., et al., Respiratory Management of the Patient With Duchenne Muscular Dystrophy.
Pediatrics, 2018. 142(Suppl 2): p. S62-s71.

38. Manokaran, RK, et al,, Prevalence of smooth muscle dysfunction among children with Duchenne
muscular dystrophy. Muscle Nerve, 2020. 62(6): p. 699-704.

39. Jaffe, KM, et al., Symptoms of upper gastrointestinal dysfunction in Duchenne muscular dystrophy:
case-control study. Arch Phys Med Rehabil, 1990. 71(10): p. 742-4.

40. Staiano, A, et al., Upper gastrointestinal tract motility in children with progressive muscular dystrophy.
J Pediatr, 1992. 121(5 Pt 1): p. 720-4.

41. Lazenby, J.P., et al., Oral corticosteroids increase esophageal acid contact times in patients with stable
asthma. Chest, 2002. 121(2): p. 625-34.

42.  Kraus, D., et al., Constipation in Duchenne Muscular Dystrophy: Prevalence, Diagnosis, and Treatment.
J Pediatr, 2016. 171: p. 183-8.

43.  Toussaint, M., et al., Dysphagia in Duchenne muscular dystrophy: practical recommendations to guide
management. Disabil Rehabil, 2016. 38(20): p. 2052-62.

44.  Thangarajh, M., et al., Relationships between DMD mutations and neurodevelopment in dystrophinopathy.
Neurology, 2019. 93(17): p. e1597-e1604.

45.  Pascual-Morena, C., et al., Prevalence of Neuropsychiatric Disorders in Duchenne and Becker Muscular
Dystrophies: A Systematic Review and Meta-analysis. Arch Phys Med Rehabil, 2022. 103(12): p. 2444-2453.

46. Duan, D., et al., Duchenne muscular dystrophy. Nat Rev Dis Primers, 2021. 7(1): p. 13.

47. Doorenweerd, N., et al., Reduced cerebral gray matter and altered white matter in boys with Duchenne
muscular dystrophy. Ann Neurol, 2014. 76(3): p. 403-11.

48. Birnkrant, D.J,, et al,, Diagnosis and management of Duchenne muscular dystrophy, part 1: diagnosis,
and neuromuscular, rehabilitation, endocrine, and g¢astrointestinal and nutritional management.
Lancet Neurol, 2018. 17(3): p. 251-267.

49. Mercuri, E., et al., Detecting early signs in Duchenne muscular dystrophy: comprehensive review and
diagnostic implications. Front Pediatr, 2023. 11: p. 1276144.

50. Malaga, M., et al., Clinical practice guidelines for the diagnosis and management of Duchenne muscular
dystrophy: a scoping review. Front Neurol, 2023. 14: p. 1260610.

51. Thomas, S., et al.,, Time to diagnosis of Duchenne muscular dystrophy remains unchanged: Findings
from the Muscular Dystrophy Surveillance, Tracking, and Research Network, 2000-2015. Muscle Nerve,
2022. 66(2): p. 193-197.

52.  Yamputchong, P., et al., Genotype and age at diagnosis in Thai boys with Duchenne muscular dystrophy
(DMD). Neuromuscul Disord, 2020. 30(10): p. 839-844.

53. Vita, G.L. and G. Vita, Is it the right time for an infant screening for Duchenne muscular dystrophy?
Neurol Sci, 2020. 41(7): p. 1677-1683.

117



54.
55.
56.
57.
58.
59.
60.
61.
62.
63.
64.
65.
66.
67.
68.
69.
70.

71.

van Dommelen, P., et al., Early developmental milestones in Duchenne muscular dystrophy. Dev Med
Child Neurol, 2020. 62(10): p. 1198-1204.

D’Amico, A, et al., Diagnosis of Duchenne Muscular Dystrophy in Italy in the last decade: Critical issues
and areas for improvements. Neuromuscul Disord, 2017. 27(5): p. 447-451.

Mirski, K.T. and T.O. Crawford, Motor and cognitive delay in Duchenne muscular dystrophy: implication
for early diagnosis. J Pediatr, 2014. 165(5): p. 1008-10.

Ciafaloni, E., et al,, Delayed diagnosis in duchenne muscular dystrophy: data from the Muscular
Dystrophy Surveillance, Tracking, and Research Network (MD STARnet). J Pediatr, 2009. 155(3): p. 380-5.
Hughes, B.P., Serum enzyme changes in muscle disease and their relation to tissue change. Proc R Soc
Med, 1963. 56(3): p. 179-82.

Aartsma-Rus, A., et al,, Evidence-Based Consensus and Systematic Review on Reducing the Time to
Diagnosis of Duchenne Muscular Dystrophy. J Pediatr, 2019. 204: p. 305-313.e14.

Pickart, A.M., et al., Genetic counseling for the dystrophinopathies-Practice resource of the National
Society of Genetic Counselors. J Genet Couns, 2024.

Aartsma-Rus, A., I.B. Ginjaar, and K. Bushby, The importance of genetic diagnosis for Duchenne muscular
dystrophy. J Med Genet, 2016. 53(3): p. 145-51.

Lalic, T, et al,, Deletion and duplication screening in the DMD gene using MLPA. Eur J Hum Genet, 2005.
13(11): p. 1231-4.

Abbs, S., et al., Best practice guidelines on molecular diagnostics in Duchenne/Becker muscular
dystrophies. Neuromuscul Disord, 2010. 20(6): p. 422-7.

Khelifi, M.M., et al., Pure intronic rearrangements leading to aberrant pseudoexon inclusion in
dystrophinopathy: a new class of mutations? Hum Mutat, 2011. 32(4): p. 467-75.

Magri, F., et al., Clinical and molecular characterization of a cohort of patients with novel nucleotide
alterations of the Dystrophin gene detected by direct sequencing. BMC Med Genet, 2011. 12: p. 37.
Santos, R., et al., New variants, challenges and pitfalls in DMD genotyping: implications in diagnosis,
prognosis and therapy. J Hum Genet, 2014. 59(8): p. 454-64.

Roucher Boulez, F., et al., A splicing mutation in the DMD gene detected by next-generation sequencing
and confirmed by mRNA and protein analysis. Clin Chim Acta, 2015. 448: p. 146-9.

Zaum, AK,, et al., Deep intronic variants introduce DMD pseudoexon in patient with muscular dystrophy.
Neuromuscul Disord, 2017. 27(7): p. 631-634.

Tanboon, J.N., I. Teaching Videos for Muscle Biopsy, Fixation, and Transportation.; Available from: https://
www.ncnp.go.jp/nin/guide/r1/video_t.html.

10 - Muscular Dystrophies and Allied Disorders I: Duchenne and Becker Muscular Dystrophy, in Muscle
Biopsy (Fifth Edition), V. Dubowitz, C.A. Sewry, and A. Oldfors, Editors. 2020, Elsevier: London. p. 214-236.
Okubo, M., et al., Comprehensive analysis for genetic diagnosis of Dystrophinopathies in Japan. Orphanet

J Rare Dis, 2017. 12(1): p. 149.

118



72.

73.

74.

75.

76.

7.

78.

79.

80.

81.

82.

83.

84.

85.

86.

87.

88.

89.
90.

<

Nicholson, L.V., et al., Dystrophin in skeletal muscle. I. Western blot analysis using a monoclonal
antibody. J Neurol Sci, 1989. 94(1-3): p. 125-36.

Berntsson, S.G., et al., Case report: a novel deep intronic splice-altering variant in DMD as a cause of
Becker muscular dystrophy. Front Genet, 2023. 14: p. 1226766.

Zaidman, C.M., E.C. Malkus, and A.M. Connolly, Muscle ultrasound quantifies disease progression over
time in infants and young boys with duchenne muscular dystrophy. Muscle Nerve, 2015. 52(3): p. 334-8.
Shklyar, 1., et al., Quantitative muscle ultrasound in Duchenne muscular dystrophy: a comparison of
techniques. Muscle Nerve, 2015. 51(2): p. 207-13.

Polavarapu, K., et al., Muscle MRl in Duchenne muscular dystrophy: Evidence of a distinctive pattern.
Neuromuscul Disord, 2016. 26(11): p. 768-774.

Scott, E., et al., Development of a functional assessment scale for ambulatory boys with Duchenne
muscular dystrophy. Physiother Res Int, 2012. 17(2): p. 101-9.

McDonald, C.M., et al., The 6-minute walk test and other clinical endpoints in duchenne muscular
dystrophy: reliability, concurrent validity, and minimal clinically important differences from a multicenter
study. Muscle Nerve, 2013. 48(3): p. 357-68.

Mayhew, A.G., et al., Performance of Upper Limb module for Duchenne muscular dystrophy. Dev Med
Child Neurol, 2020. 62(5): p. 633-639.

Steffensen, B., et al,, Validity of the EK scale: a functional assessment of non-ambulatory individuals
with Duchenne muscular dystrophy or spinal muscular atrophy. Physiother Res Int, 2001. 6(3): p. 119-34.
Mazzone, E.S., et al., Reliability of the North Star Ambulatory Assessment in a multicentric setting.
Neuromuscul Disord, 2009. 19(7): p. 458-61.

McDonald, C.M., Timed function tests have withstood the test of time as clinically meaningful and
responsive endpoints in duchenne muscular dystrophy. Muscle Nerve, 2018. 58(5): p. 614-617.

Griggs, R.C,, et al,, Efficacy and safety of deflazacort vs prednisone and placebo for Duchenne muscular
dystrophy. Neurology, 2016. 87(20): p. 2123-2131.

Bello, L., et al., Prednisone/prednisolone and deflazacort regimens in the CINRG Duchenne Natural
History Study. Neurology, 2015. 85(12): p. 1048-55.

Elhalag, R.H., et al., Efficacy of vamorolone in treatment of Duchene muscle dystrophy. A meta-analysis.
Front Neurol, 2023. 14: p. 1107474.

Fragoulis, G.E., et al., 2022 EULAR recommendations for screening and prophylaxis of chronic and
opportunistic infections in adults with autoimmune inflammatory rheumatic diseases. Ann Rheum Dis,
2023. 82(6): p. 742-753.

Syed, Y.Y., Eteplirsen: First Global Approval. Drugs, 2016. 76(17): p. 1699-1704.

Heo, Y.A., Golodirsen: First Approval. Drugs, 2020. 80(3): p. 329-333.

Dhillon, S., Viltolarsen: First Approval. Drugs, 2020. 80(10): p. 1027-1031.

Shirley, M., Casimersen: First Approval. Drugs, 2021. 81(7): p. 875-879.

119



91. Ryan, N.J., Ataluren: first ¢global approval. Drugs, 2014. 74(14): p. 1709-14.

92.  Farrokhi, V., et al., Dystrophin and mini-dystrophin quantification by mass spectrometry in skeletal
muscle for gene therapy development in Duchenne muscular dystrophy. Gene Ther, 2022. 29(10-11):
p. 608-615.

93.  Bushby, K, et al., Diagnosis and management of Duchenne muscular dystrophy, part 2: implementation
of multidisciplinary care. Lancet Neurol, 2010. 9(2): p. 177-89.

94. Fuentes-Servin, J., et al,, Resting Energy Expenditure Prediction Equations in the Pediatric Population:
A Systematic Review. Front Pediatr, 2021. 9: p. 795364.

95.  Connuck, D.M., et al., Characteristics and outcomes of cardiomyopathy in children with Duchenne or
Becker muscular dystrophy: a comparative study from the Pediatric Cardiomyopathy Registry. Am Heart
J,2008. 155(6): p. 998-1005.

96. Birnkrant, D.J., et al., Diagnosis and management of Duchenne muscular dystrophy, part 2: respiratory,
cardiac, bone health, and orthopaedic management. Lancet Neurol, 2018. 17(4): p. 347-361.

97. Buddhe, S,, et al., Cardiac Management of the Patient With Duchenne Muscular Dystrophy. Pediatrics,
2018. 142(Suppl 2): p. S72-581.

98. McNally, E.M., et al., Contemporary cardiac issues in Duchenne muscular dystrophy. Working Group of
the National Heart, Lung, and Blood Institute in collaboration with Parent Project Muscular Dystrophy.
Circulation, 2015. 131(18): p. 1590-8.

99. Feingold, B., et al.,, Management of Cardiac Involvement Associated With Neuromuscular Diseases:
A Scientific Statement From the American Heart Association. Circulation, 2017. 136(13): p. e200-e231.

100. McNally, E.M., et al., Contemporary cardiac issues in Duchenne muscular dystrophy. Working Group of
the National Heart, Lung, and Blood Institute in collaboration with Parent Project Muscular Dystrophy.
Circulation, 2015. 131(18): p. 1590-8.

101. Cripe, L.H. and J.D. Tobias, Cardiac considerations in the operative management of the patient with
Duchenne or Becker muscular dystrophy. Paediatr Anaesth, 2013. 23(9): p. 777-84.

102. Florian, A, et al., Cardiac involvement in female Duchenne and Becker muscular dystrophy carriers in
comparison to their first-degree male relatives: a comparative cardiovascular magnetic resonance
study. Eur Heart J Cardiovasc Imaging, 2016. 17(3): p. 326-33.

103. Childs, A.M,, et al., Development of respiratory care guidelines for Duchenne muscular dystrophy in the
UK: key recommendations for clinical practice. Thorax, 2024. 79(5): p. 476-485.

104. Hull, J., et al,, British Thoracic Society guideline for respiratory management of children with neuromuscular
weakness. Thorax, 2012. 67 Suppl 1: p. i1-40.

105. Sylvester, K.P., et al., ARTP statement on pulmonary function testing 2020. BMJ Open Respir Res, 2020.
7(1).

106. Khan, A., et al., Respiratory Management of Patients With Neuromuscular Weakness: An American
College of Chest Physicians Clinical Practice Guideline and Expert Panel Report. Chest, 2023. 164(2):
p. 394-413.

120



107.
108.
109.
110.
111.
112.
113.
114.

115.
116.

117.
118.
119.
120.

121.

122.
123.

124.

Stanojevic, S., et al., ERS/ATS technical standard on interpretive strategies for routine lung function
tests. Eur Respir J, 2022. 60(1).

Laveneziana, P., et al., ERS statement on respiratory muscle testing at rest and during exercise. Eur
Respir J, 2019. 53(6).

Bach, J.R., Y. Ishikawa, and H. Kim, Prevention of pulmonary morbidity for patients with Duchenne
muscular dystrophy. Chest, 1997. 112(4): p. 1024-8.

Tzani, P., et al., The value of cough peak flow in the assessment of cough efficacy in neuromuscular
patients. A cross sectional study. Eur J Phys Rehabil Med, 2014. 50(4): p. 427-32.

Toussaint, M., et al., Cough Augmentation in Subjects With Duchenne Muscular Dystrophy: Comparison
of Air Stacking via a Resuscitator Bag Versus Mechanical Ventilation. Respir Care, 2016. 61(1): p. 61-7.
Bach, J.R., Mechanical insufflation-exsufflation. Comparison of peak expiratory flows with manually
assisted and unassisted coughing techniques. Chest, 1993. 104(5): p. 1553-62.

Morrow, B., et al., Mechanical insufflation-exsufflation for people with neuromuscular disorders.
Cochrane Database Syst Rev, 2013(12): p. Cd010044.

Finder, J.D., et al., Respiratory care of the patient with Duchenne muscular dystrophy: ATS consensus
statement. Am J Respir Crit Care Med, 2004. 170(4): p. 456-65.

Simonds, AK., Chronic hypoventilation and its management. Eur Respir Rev, 2013. 22(129): p. 325-32.
Brasil Santos, D., et al., Impact of Noninvasive Ventilation on Lung Volumes and Maximum Respiratory
Pressures in Duchenne Muscular Dystrophy. Respir Care, 2016. 61(11): p. 1530-1535.

Gomez-Merino, E. and J.R. Bach, Duchenne muscular dystrophy: prolongation of life by noninvasive
ventilation and mechanically assisted coughing. Am J Phys Med Rehabil, 2002. 81(6): p. 411-5.
Villanova, M., B. Brancalion, and A.D. Mehta, Duchenne muscular dystrophy: life prolongation by non-
invasive ventilatory support. Am J Phys Med Rehabil, 2014. 93(7): p. 595-9.

Banihani, R., et al,, Cognitive and Neurobehavioral Profile in Boys With Duchenne Muscular Dystrophy.
J Child Neurol, 2015. 30(11): p. 1472-82.

Kinnett, K. and G. Noritz, The PJ Nicholoff Steroid Protocol for Duchenne and Becker Muscular Dystrophy
and Adrenal Suppression. PLoS Curr, 2017. 9.

Beuschlein, F., et al., European Society of Endocrinology and Endocrine Society Joint Clinical Guideline:
Diagnosis and Therapy of Glucocorticoid-induced Adrenal Insufficiency. J Clin Endocrinol Metab, 2024.
109(7): p. 1657-1683.

Ward, L.M., S.A. Bakhamis, and K. Koujok, Approach to the Pediatric Patient With Glucocorticoid-Induced
Osteoporosis. J Clin Endocrinol Metab, 2025. 110(2): p. 572-591.

Ronsley, R., et al., Effects of Bisphosphonate Therapy on Bone Mineral Density in Boys with Duchenne
Muscular Dystrophy. Clin Med Insights Endocrinol Diabetes, 2020. 13: p. 1179551420972400.

Darras, B.T., D.K. Urion, and P.S. Ghosh, Dystrophinopathies, in GeneReviews(®), M.P. Adam, et al., Editors.
1993, University of Washington, Seattle Copyright © 1993-2024, University of Washington, Seattle.
GeneReviews is a registered trademark of the University of Washington, Seattle. All rights reserved.:

Seattle (WA).

121



125. Verebi, C, et al., A retrospective cohort study and review of the literature about germline mosaicism
in Duchenne/Becker muscular dystrophy prenatal counseling: How to estimate the recurrence risk in
clinical settings? J Genet Couns, 2025. 34(1): p. e1932.

126. Gloss, D., et al.,, Practice guideline update summary: Corticosteroid treatment of Duchenne muscular
dystrophy: Report of the Guideline Development Subcommittee of the American Academy of Neurology.
Neurology, 2016. 86(5): p. 465-72.

127. McDonald, C.M., et al., Functional and Clinical Outcomes Associated with Steroid Treatment among
Non-ambulatory Patients with Duchenne Muscular Dystrophy1. J Neuromuscul Dis, 2023. 10(1): p. 67-79.

128. McCaffrey, T., et al., Cardiac involvement in female carriers of duchenne or becker muscular dystrophy.
Muscle Nerve, 2017. 55(6): p. 810-818.

129. Ishizaki, M., et al., Female dystrophinopathy: Review of current literature. Neuromuscul Disord, 2018.
28(7): p. 572-581.

130. Davidson, Z.E., et al., Development of clinical practice guidelines for allied health and nursing assessment
and management of Duchenne muscular dystrophy. Disability and Rehabilitation, 2022. 44(19): p. 5450-
5467.

131. Birnkrant, D.J., et al., Diagnosis and management of Duchenne muscular dystrophy, part 3: primary care,
emergency management, psychosocial care, and transitions of care across the lifespan. Lancet Neurol,
2018. 17(5): p. 445-455.

132. Boonjeam, S., T. Thongthai, and P. Puriso, ife {1 3¢ waw duadu Wawnnis iin Usute dwu ¢ iHesg
in Uu &1 »1 &18. Thailand Journal of Health Promotion and Environmental Health-115a15 n15 @@y
qUAmN uag aunsle dawndon, 2021. 44(2): p. 97-112.

133. Birnkrant, D.J., et al., Diagnosis and management of Duchenne muscular dystrophy, part 1: diagnosis,
and neuromuscular, rehabilitation, endocrine, and gastrointestinal and nutritional management.
Lancet Neurol, 2018. 17(3): p. 251-267.

134. Venugopal, V. and S. Pavlakis, Duchenne Muscular Dystrophy, in StatPearls. 2024, StatPearls Publishing

Copyright © 2024, StatPearls Publishing LLC.: Treasure Island (FL).

135. Case, L.E,, et al,, Rehabilitation Management of the Patient With Duchenne Muscular Dystrophy.
Pediatrics, 2018. 142(Suppl 2): p. S17-s33.

136. TakeonDuchenne, Postural management and stretches: Information for adults with Duchenne muscular
dystrophy. 2023.

137. Skalsky, A.J. and C.M. McDonald, Prevention and management of limb contractures in neuromuscular
diseases. Phys Med Rehabil Clin N Am, 2012. 23(3): p. 675-87.

138. Markert, C.D., et al., Exercise and Duchenne muscular dystrophy: where we have been and where
we need to ¢o. Muscle Nerve, 2012. 45(5): p. 746-51.

139. Hammer, S., et al., Exercise Training in Duchenne Muscular Dystrophy: A Systematic Review and

Meta-Analysis. J Rehabil Med, 2022. 54: p. jrm00250.

122



140.

141.

142.

143.

144.

145.

146.

147.
148.

149.

150.

151.

Jansen, M., et al,, Assisted bicycle training delays functional deterioration in boys with Duchenne
muscular dystrophy: the randomized controlled trial “no use is disuse”. Neurorehabil Neural Repair,
2013. 27(9): p. 816-27.

Alemdaroslu, I, et al., Different types of upper extremity exercise training in Duchenne muscular
dystrophy: effects on functional performance, strength, endurance, and ambulation. Muscle Nerve,
2015. 51(5): p. 697-705.

Lott, D.J., et al., Safety, feasibility, and efficacy of strengthening exercise in Duchenne muscular
dystrophy. Muscle Nerve, 2021. 63(3): p. 320-326.

Romfh, A. and E.M. McNally, Cardiac assessment in duchenne and becker muscular dystrophies. Curr
Heart Fail Rep, 2010. 7(4): p. 212-8.

Mhandire, D.Z., et al., Breathing in Duchenne muscular dystrophy: translation to therapy. J Physiol,
2022. 600(15): p. 3465-3482.

LoMauro, A, et al., Glossopharyngeal breathing can allow a lung expansion greater than inspiratory
capacity in muscular dystrophy. Eur Respir J, 2019. 54(2).

Camela, F., M. Gallucci, and G. Ricci, Cough and airway clearance in Duchenne muscular dystrophy.
Paediatr Respir Rev, 2019. 31: p. 35-39.

Maltais, F., Glossopharyngeal breathing. Am J Respir Crit Care Med, 2011. 184(3): p. 381.

Williamson, E., et al., The Effect of Inspiratory Muscle Training on Duchenne Muscular Dystrophy:
A Meta-analysis. Pediatr Phys Ther, 2019. 31(4): p. 323-330.

Wanke, T., et al., Inspiratory muscle training in patients with Duchenne muscular dystrophy. Chest, 1994.
105(2): p. 475-82.

Human, A, et al., Inspiratory muscle training for children and adolescents with neuromuscular diseases:
A systematic review. Neuromuscul Disord, 2017. 27(6): p. 503-517.

Franklin, E. and F. Anjum, Incentive Spirometer and Inspiratory Muscle Training, in StatPearls. 2024,

StatPearls Publishing

Copyright © 2024, StatPearls Publishing LLC.: Treasure Island (FL).

152.

153.

154.

155.

156.

Finder, J.D., A 2009 perspective on the 2004 American Thoracic Society statement, “respiratory care of
the patient with Duchenne muscular dystrophy”. Pediatrics, 2009. 123 Suppl 4: p. S239-41.

Cesareo, A, et al., Acute Effects of Mechanical Insufflation-Exsufflation on the Breathing Pattern in
Stable Subjects With Duchenne Muscular Dystrophy. Respir Care, 2018. 63(8): p. 955-965.

Catalano, A, et al.,, Bone health in Duchenne muscular dystrophy: clinical and biochemical correlates.
J Endocrinol Invest, 2022. 45(3): p. 517-525.

Hong, Y., et al., Risk factors for falls among boys under 18 years with muscular dystrophy. J Pediatr
Rehabil Med, 2019. 12(1): p. 3-10.

McCormick, A., B. Wong, and M. McGuire, P.7.12 Recovery of ambulation and functional mobility in boys
with Duchenne Muscular Dystrophy following femoral fractures. Neuromuscular Disorders, 2013. 23(9):

p. 777.

123



157.

158.

159.

160.

161.

162.

163.

Aldirmaz, E., et al., A New Instrument to Assess Dynamic Balance in Children with Duchenne Muscular
Dystrophy: Four Square Step Test and Its Validity, Reliability and Feasibility. Dev Neurorehabil, 2023.
26(1): p. 27-36.

Alemdaroglu-Gurbiz, I., et al., The Impact of “Fear of Falling” on Physical Performance, Balance, and
Ambulation in Duchenne Muscular Dystrophy. Neuropediatrics, 2022. 53(5): p. 330-337.

Frank, A.O., Duchenne muscular dystrophy: assistive technology and preparing for employment. Bmj,
2020. 368: p. m758.

Kenyon, L.K, et al., Enabled to Stand: A Single-subject Research Design Study Exploring Pediatric
Power Wheelchair Standing Device Use. Pediatric Physical Therapy, 2024. 36(3): p. 316-327.
Sivakanthan, S., et al., Person transfer assist systems: a literature review. Disabil Rehabil Assist Technol,
2021. 16(3): p. 270-279.

Kim, A., M. Park, and H.I. Shin, Pain characteristics among individuals with Duchenne muscular dystrophy
according to their clinical stage. BMC Musculoskelet Disord, 2022. 23(1): p. 536.

Silva, T.D., et al., Pain characterization in Duchenne muscular dystrophy. Arq Neuropsiquiatr, 2016. 74(9):

p. 767-774.

124




aAaaassuus=AA

mﬁmﬁ’]LLu'm’mLfmﬂﬁﬁ’aﬂflﬁﬁaﬁauazmi@LLa%’ﬂmﬁﬂwBﬂﬂé’mLﬁal,?iau@muﬁ W.A. 2568
dWerdunuimsdmiuunmdinly nunsunnd puisunmdlsassuudszam wasunmdanuduiioidos
Tuvssnalnelunisguasnilsanduniodougud awnsaduiunsaulssaunrudisoqalld
fef osnnlsfumnueyeneilazaiuayuiueg9itsananssinendenunsunnduisUssmnelng,
sinendounndinmansiuuisussnalneg, siwinedounmdonslslanduiasemelng, s19inende
Ny 1BuNNgwisUszmAlng, anaununsUseamive Useindlne), auaulsaiilafnuisssndlne,
auaulsassvumglawazngdidaingaluianuislssmelne, dauaunusnYaIaninILANeIns
wazRuwislszinelng, auiaulasuinisianuiiussmalng, aunauseulivionnuaziesulne, auay
nyRugmansuazlulindnianisunng, annmenmiidauwislsenalng, nuisunmdurislssinalng

wazwusUlsALEUUSEAINTIUNAULLBWASIBAERS NIy NleY8nUInYLUINIITITeLa

ee

n1sguasnuilsa DMD aduiidulagauysel
YBYaUAM AN Aneu tnivinslanirufine ddeaaiumalulagnsfinyiunvemans

ANELNNEAERSASTITNEIUIA NliANauATIgvlun1seenkuuntUnLazsUnMUsENB UL

a [ ¥ v

vavauAn AuuNyyl Una3da Wmdiianiaunuisuseaining (Useinealne) A3

a

Uszaunuiuynmiiganuiliieites
YOUDUAN AMYIUNIING Sauius Juszaunugudanududalsandiuiiosounssfzsnun
Pgusvauauiudiniiu
v & o v @ ! a ava o & < Y a
gavneilaugyhauniatuegagainuuimenyjifaduilaziduwuinisdunisliuinisnsgua

AUaelsalsn DMD Tiinuseleviigagn

ATUENIVU

125




)

[ [

ICANTAUNTIAA 79

)

nsganYn 79
nsnanetusAndulm 32
nseenglanuazdulduny 67
A5zAD 70

msaiiulsn 36
NIIYLANNNITNEIUTS 95
N1IQUANTIZUNINGDU 55
Asasramdulndiiale 61
m'imaﬁm'gulﬁmmmﬁqwaqﬂﬁmL“f':a 46
nsnraAnevlsinaie 42
nsasraaenmBuenslevesndnie 47
NMINTIINENTINEINE e 44
nsmsialadnItdade 47
nsasaanmanendile 46
nsnsaalasnenaudssnigs 61
N13ATIvRNIUTANENS 42
nsfansIaTundie ad
MsnadauaNssanInlen 65
ASUSERUNTUDUNEY 68
nsBnRnvesndmiiouruan 79
nsItaduenlsa 40
mMsdsefUiouniideing 81

AN599ANIAINIY 57

A
ANUUNNIBINaRTUYT 38
Aneulminauile 38

A4 A& o v &
LATNladnaNsIanImnaIuLile 49

a

(4]

ANAU

1A59a5198U Dystrophin 33
Augmaiugaans 83

n

Mo 38, 60

u
LUININISITaRelsA 39

U
Ugymanunginssy 38
1UsAu dystrophin 32

)
AITNITANNIY 7

A1IENAUAIUIN 60

g
ginglanesalaaiesess 50

8u dystrophin 31

s
Isansalvadeau 38, 60

a

o L5 s
ANBILSNIINAYNUT 32

a

anvansdeTIn 37

126



6}

gIMIMendutiie 34
9INSNNTLUUMUAUINNT 37
91n15MNesEuUmelanarnsusUNay 37
p1n1snessuuluaioulain 36
91N1INTEULUSEAdIUnas @it s

Sgu3 woRnsIu uazdndau 38

127




Index

6-minute walk test 48

A

angiotensin Il receptor blockers 62
angiotensin-converting enzyme inhibitors 62
ankle plantar flexion-knee extension couple

35,79

C
constipation 60

contractures 79

D

de novo 32

Deflazacort 52

differential diagnosis 40

dilated cardiomyopathy 36

dysphagia 60

dystrophin-associated protein complex 31

Dystrophinopathy 29

E
echocardiogram 61
electrocardiogram 36, 61

Electrodiagnosis 47

F

fracture 79

G

gastroesophageal reflux 60

Gene-Based Therapeutic Strategies 53
glucocorticoid 50

Gowers sign 35

I

in-frame 33

L
lung expansion and airway clearance therapy
67

M

Molecular genetic testing 42

Multiplex ligation-dependent probe amplification
a2

muscle biopsy 44

Muscle imaging 46

muscle MRl 47

Muscle pathology 44

muscle ultrasound 46

N

North star ambulatory assessment 48

o
osteoporosis 77

out-of-frame 33

P
Prednisolone 51

pulmonary function testing 65

128



R
Reading Frame Rule 33

receptor blockers 62

S
scoliosis 79

Sequencing 42

T
Time to rise 48

tracheostomy 70

\'

Vamorolone 52

129







