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ligand-dependent probe amplification lulsa Duchenne muscular dystrophy (DMD) Wugu (6,7)
og1lsAnmu mnvidademaiugnssudanandsreutrsiinsdelsaundsafiflaimmuiainain
AnUnAvesduien (sinle gene disease) wintiu ﬁiiﬂﬂﬁ’]&lLi‘jJ@EJIEJULLNmﬂﬁuqﬂiiuaﬂm’]ﬂuwﬁiiﬂ
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73 3, U'UN198579 Next generation sequencing (NGS) laun Gene panel kg Exome
sequencing (ES) BBudnunfiunumanndulunisifdadelsandui (25) lnensfnwidisussnaiicn
wmud Sasnsitadelsalungulsanduiiouaziduusyameeunss (Neuromuscular disease)
A2875 Next generation sequencing aq’ﬁﬂszmm%’aaaz 37-60 (26-29) Tungu myopathies agj‘ﬁ'
Sogay 13-79 (30-32) lunqu hereditary neuropathy IuLﬁﬂa&ﬁ%’aaaz 67-76 (33,34) n1sAnwlu

Uszwnalnewuin ES dgwnsin1sitiadulsa Muscular dystrophies and congenital myopathies Tu
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1. g1snwlsansouaauludninisinuinas wu 1sa CMS fi$nwdaee7 pyridostigmine,
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CMS 71 LAR91nAI LA AUNG Y898 U CHAT, RAPSN, DOK7, MUSK, SCNAA 9% A8 UdUDIA 081
pyridostigmine Tuvaefilsn CMS Linainanuinun@vesdu COLQ, LAMB2, DOK7, AGRN 9
AOUANBIREET ephedrine wazlsa CMS MiAnainauAaUunfivesdu CHRNA, CHRNB, CHRND 9%
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funnzan vilien1sAduuarliidedin Tsa DMD Anwrdasen prednisolone fiaedadldsy
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Atrophy (SMA) wa@nglfliingn 81 Onasemnogene abeparvovec ﬁﬂqwmwﬂlﬂwﬁu incremental
QALY 17.42 Ulu SMA type 1 uazsn Risdiplam ﬁﬂqmmasﬁlﬂm%u incremental QALY 7.62 Ulu
SMA type 1, incremental QALY 15.78 U1lu SMA type 1 n13i i Uaelulasnendesannlula
Fadelsa U7 SMA type 1 Faduriiaiinuinniian (Ussaudeuay 60) auidediniiony 2 U fuae
SMA type Falunilniinusesawunazdesldiaiosmelaiiony 11 Weu neuilazdediniieny 2 U
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3. g13nudiliasounquludnsnissnw iidseglunseuiunmsutalausainauiauning
Usgaming i old1gadnsusylevd 1y 15A DMD M5nw1aaee1 atarulen §eg109nanidl
UszdnSanuazauasaielunissnuilsa DMD vllafinsnatesiugliatnsansialasisinaia
MLPA Fsflagudiludsemelng 3nduspansivre NGS welin1s3dad (12) n1slilansa NGS 9
lrruldidelonalunislasuen Feensnarududiunislunisiaueimdetayninaz/ vsowmalulad
Augun Ny 2566 Ve avav.ad Juil 22/1/2567 vade “nisdeaiu lady Snwn uasiuyanin/ng
SnwuwvuseAuyseaalsniugnssunanuiilogauussuiin Duchenne Muscular Dystrophy (DMD)
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X A a Yy o« aa N d o %
AUrenlianunsaiuliasiaviuununmdineivanaunde 60.7 AzuuuNALUULAY 100 o
Az faty nsngUlglasumaidadenuudataznssnyiiuangaudiediaunsaidulaaeyinli
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N = Y& 1 ¢ A v a [
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lusnumuAuA N3N Schofield, Alam (47) uazauglulseinmeeansidenuin Ha
n1sUsEuAuUUsEaNSHa (cost-effectiveness analysis) 104n158491593 Neuromuscular disease
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gene panel kag Whole exome sequencing W3sULBUAUNTEIATIINETaN MNA13ioluns
Fiadulsananuiilaviln Congenital muscular dystrophies wag Nemaline myopathy R31AAN
wazteUsendanunulaeglidedidny lnvanildineain 16,495 neaarsanigsiosnewiaiies

3,706 ARaa5aNIAIMTUNII0TI9 Neuromuscular disease gene panel kag 5,646 A9aa13ansy
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3.4 NT9ULUIAANITIAY (conceptual framework)
a a Yoo < . . b= =

NT0UKUIANNITUTEEIUAUANALUULANFULUU (full economic evaluation) AstUIeuLiiey
o v & oA cs' . . Y} = =~ =
AUNULATNAANTTENTIML195N15TaUla (intervention) At nsnisWIeuifigy (comparator) &4

= = O o & oy & N gy ] @ v
wnsnsieuigutuinluinesnisildedidusnsgrunseldegaunsvatgluldagiu lneduyuay
Fodunmiipvesiu luvazinaansonaindunadnsiluniievesdu Jaunne (quality adjust life
years; QALYs) isonadnsn1andin wu srunudireiiamnsoiiaduanmla (diagnostic yield) {u
#u (50,51)

N3AnYIHUIEEIUANNANAIMIAATEEANERS IS NSRS IERA U UesTaUTEle vl N15finyIay
deyamuUsUseantnaveaIngnIg MUUINSWRBUANUENEUA M FIMUTAUNUTIUTENO UMY
v ¢ v VPN 1Y ¢ @ i ¢ a ot
AUNUATIIINISUIMEkagaunuitldineatunisunme wagduusAtessauselovd uniasiesily
wuudnaeunsaen (Markov model) Bednasenisguasnuiiignauiiossunssaniugnssuly

- v YA Sa o S &y ve q' Yo
Trre1 LBUTEUIUMTAU ULATNAd NS naendTnves Uienn lasuunsnisiaulauaslasu

= = & = = v Na v ¢ o A
wmsMsUIeuiieu AntuTeufiguduunaendinuaznadnsnaendinveswinsnisiaulauas
wnsnswssuiisuieuuuInaesiuliiindula (decision tree) liveymAgnsidiusuyuUssansua
(incremental cost-effectiveness ratio %38 ICER) #3010 1
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3.5 5uUsudsIvgnaznIsANIuU

3.5.1 3UwuUN15I9Y (research design)
nsAnwifunsUssidunudueiveananmaneiugnasy NGS Tuftienduilogounss
INNUFNTTN Lun153LAT1era U uessauselovdlaglduuuinas AT ygA1ansHausenI g
wuudiassdulidadulanazuvudiassuniaen i ema1snsrdudunuUssdnsuadauliiy
(incremental cost effectiveness ratio; ICER) TuntagumseUgun1ig anlunisanwiniuabuzi
vesgioUszifiumaluladuaznsussidiunnuduamaasugmansvesUszmalneatiui 19 na.
2551 atufl 2 Y ww.a. 2556 uazatiul 3 T w.a. 2564 (50-52) SAdATIEANANTENUMUIUUTEIN
wazAnwarudululdlumsfofmnnisnsaniaiugnasa NGS Tuftaenduiiessuissain
ftugnasu TeensdsraveanuannsalunslimEns wasaudoanslunisamaneiugnsss NGS
ol dudoyauszneunsfiansanussansnsiameiugnssy NGS Wluyadnsussloviluszuy

[

nanUseiuguamuianRdmiugUlgnauilosounsaniugnssy Jalseazidennail

1. Uszansiidesn1sAnen (population)
o na9in13AALE (inclusion criteria):
1) gUaweigusniina 89 80 U Ailasunisidadeindulsanduilodounsaniniugnssy Ngsly
a a ad & & a = a A a Aa
nivduraunaNluamavedlsa Siunsdanunawasiaiegfvenvtieandaiunsaiii

a1nsAdeEUY (Mndl)

|
[ 1

2) fUaedislorgunnnit 18 YBuseniinsiulasanside Uisuaziunasesweadinfifiongsinia
18 ¥ Bugauidniulasanisivey
* NAYIN15ANBaN (exclusion criteria)
1) fhelsandunieseuussiinruammeiugnssunnisesianuBudelsnudy

2)  gUhelsananuiilosounsannanvsdunnsuialdlianiugnssy

2. waluladfifeenisusadiu (intervention)
N13NTIVNAUGNTTU NGS Fefldumeunisniadinseiidd
1) msbiduuzihuinwgtieuazasounia (pretest counseling)
2)  msfiudiegnndonuazain DNA (blood sample acquisition & DNA extraction) vaiUae
3)  NSIEYARULUA (sequencing)
8)  Fumeumsieszvidemaluladiiansaume Bioinformatics analysis)
5)  nswUana (interpretation)

6) NILANANUATEUATI (posttest counseling)
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3. walulagnlduseudisu (comparator)
nsnsIacIelsNInsgIuniilulssinealve (standard diagnostic practice) 53u919N150539

muscle biopsy (53)

4. WAAWSN9EUAMN (health outcome)

nsmsavnaugnsy NGS luftiendundeseunssinitugnssutasliunmdseyainnuas
Tsaldgndesnniu uasilugnssnuniisanzan $33nfitueniu nsAnwiicianadnsnisguam
TusUwuuvestlgun1ig (Quality - Adjusted life years %138 QALYs) Fadunistanadnsielugiu
AU ALUTIY Tusugannianadnéiduaossauselen (utility) Femnefansidineg

' ¢ v Y a Y] o ¢ & o PPN PRI . °
agvanysaiveiUie warlusmuusinadanadnsiduduulniddined (life expectancy) Ingtiun

Aty QALYs saaunsealuil

QALYs = utility xlife expectancy

5. 4UNINIIANYI (perspective)
nM3inzidunuessoUselovufnuiduvulusueannsdany (societal perspective) &4
AsouAquiuuilAnduiudTdnlddmdeynauludsa lun dunuuesitae fuyuueslviuinig
AUYUVDIIREY
N193ATIERaNsEnUALIUUITINUIE AT IsiR uvululuue swe e IMu3nis (provider
perspective) Lﬁaﬂismmmawﬂizmmﬁ;ﬁﬁu’%miﬁaa%’mm?f&mmﬂmimmmqﬁuqﬂssm NGS Tu

AN legauksINiugnITy gnusTlugndniusslevdneldvdnuseiuguamuriend

6. NTDULIAINTTANT (time horizon)

nsATeiauueTTaUsElevdiinsouliainisdnyinaending Uae (lifetime horizontal)

] [
fal a =

ol 8L SANAILUIUNEINDNILATOUAUAUN LA NASNS L AN T
n193ATIzinansEnudusulTEadinseuiainisine 5 ¥ daduszezinaifininiy

HSURAYRUATIUUTEIM VisanaeuUseiugun1m (budget holder) Maununisideuyseana

Y 9

7. ams1am (discount rate)

WonmMnsgnunuessaUselevuiingoussugan1sAnyiuinnd 1 U Jsdunuiay

' ¥
a =

waansiindulusuan deldamnsahduyuiaznaansudwanduransladesaindununas

¥
(% s =

nadnSiiatulunawanaaiy daudesdinisusuiuyuuaznaansiiandutagiuleelddnsan
(discount rate) Seuaz 3 delvwunuLazHadnsnauduNuLasRasnsuIATIen tngldaunis
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8. WUUTIADINATEFAERT (model)
mMsiegiiunuessaUsleviliuvuiasmansugmansfinauseninsuuudiaosiulsl
dadulauazuvuiaeuniaen fuanddunwd 2 uwuiassiulifaaulaldlunisiIsuioudunu
PRDALAYKAANENABATIN STarinsmsnINIIRTIaTSiugnTsa NGS Tufthendunilosounssan
fugnITuLaTINAINISMIATIadae IS ulugUiendiu e eunssaniugnssy wuudiaes
wdnenfssiansnisquainufihenduieseunsniugnssalussezen ieUssananisiuu
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a =
Fdwladrude

Curable

Supportive treatment

Next generation sequencing

Incurable but the cause known Treatment 3 Death

Hereditary neuromuscular patient Unknown

No next generation sequencing Unknown

AN 2 LEASLUUTIADIMNLATHFANERS NN TERILUUTIaasiulddadulauazuuudiaasnsaen

Faiiani{idensiaaeuanugniosasiuu1ass (model validation) Tng 3 Fedaraluil

1) Face validation Msthuuuiassmaasugaansusnudidesrvignisnisunmg eduduin
wuuaesiiiaunduasfeudsnmsduiuluvesdsauarnsinudtisndilogounssniugna
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3) External validation n1siUSauifisunan1sAneiun1s@nuluszinasu ¢« Nfne1nouni

9. A2uUsIULUUIIAD9
9.1. UsZANSNAVRINITNTID

ToyaUsrANSHAT0IN1INTIMNHUENTIN NGS TugUlendunilegounssanniugnssy fe

AMEILNTalun1TIdadelse (diagnostic yield) (31) Taun

1. anusduldnansitadannsnsiamaiugnssy NGS

2. authandulunsfeunuamuimnianisdanisguae (management change) 719

investigation change Way treatment change
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