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Executive Summary

Inborn errors of metabolism (IEM) are rare genetic (inherited) disorders comprising
hundreds of diseases. The signs and symptoms of IEMs can mimic almost any pediatric disease.
The symptoms may be similar to infectious diseases such as lethargy, not suckling, vomiting,
convulsions, panting, etc. Therefore, it is difficult for non-specialist physicians to detect the
disorders resulting in delayed diagnosis and treatment which may further lead to mental
retardation, permanent disabilities, or death during infancy or childhood. Currently, there is a
technology called Tandem Mass Spectrometry (MS/MS) that can detect more than 40 [EMs in
a single blood spot. MS/MS is therefore being used for screening and diagnosis of [EMs in
newborns and sick infants in many countries. In 2013, an economic study to evaluate value
for money of expanded newborn screening for 6 IEMs with MS/MS was performed. At that
time, it was found that such screening was not worthwhile. But now the situation has changed,
such as the willingness to pay threshold for Thailand, the number of IEMs that can be
screened, cost of medical care and quality of life of patients, etc., thus leading to a recent
study on economic evaluation and feasibility assessment of expanded newborn screening for
IEMs using MS/MS technology.

There are four specific objectives of this study: 1) to assess cost utility of the expanded
newborn screening using MS/MS (cost-utility analysis) and treatment of patients with IEMs; 2)
to study the cost of illness (cost-of-illness) of IEM patients 3) To analyze budget impact of
expanded newborn screening and treatment of IEM patients and 4) To study feasibility of
including expanded newborn screening using MS/MS for all Thai newborns in the benefit
package of the Universal Coverage Scheme.

The study used a combination between Decision tree analysis model for simulation of
screening scenarios and the Markov model for simulating the health status of I[EM patients. A
total of 41 IEMs that can be screened by MS/MS were included. The study estimates costs
and outcomes in terms of life year and Quality-Adjusted Life-Year (QALY), reported as
incremental cost-effectiveness ratio: ICER in baht per QALY gained, comparing the situation
between providing expanded newborn screening and current situation without expanded
newborn screening. A comparison of the outcome and cost of treatment before and after
clinical presentations were also analyzed to illustrate the potential benefit of early treatment
for affected children. A lifetime time horizon and societal perspective were applied. For budget
impact analysis, provider’s perspective was used. In addition, the study employed survey and
in-depth interviews with key stakeholders to explore the feasibility and current capacity of

proving expanded newborn screening.



The study found that providing early treatment before clinical manifestation is cost-
effective compared to providing late treatment. The ICER was between dominant ICER to
120,995 THB per QALY gained, depending on the disease groups and its complications, except
for Tyrosinemia Type |, with an ICER of 1,073,540 THB per QALY gained. The ICER of expanded
newborn screening using MS/MS ranged between 259,824 — 576,711 THB per QALY gained
depending on cost of screening and incidence of IEMs. The cost of illness for a patient is as
high as 3.6 million up to 8.7 million THB because the patient needs a lifelong treatment by
medical professionals. The additional budget for screening and treating patients in the first
year is at 30 million THB. The total budget for 5 years is 283 million THB. Currently, there are
2 MS/MS providing services in Thailand that can serve up to about 60,000 patients per year.
In order to cover all newborn nationwide, 14 MS/MS should be put in place. Therefore, 12
MS/MS is still needed and trainings for staff should be also provided.

Policy recommendations

1. NHSO should consider including expanded newborn screening with MS/MS technology as
a benefit package under the Universal Coverage Scheme. Although the expanded
newborn screening was not cost-effective, it is the only accurate method of early
detection and providing pre-clinical treatment that improves health outcomes and
prevents complications leading to permanent disabilities. Providing early treatment was
cost effective. In addition, IEMs cause huge economic burden to patients and their
relatives and were regarded as a catastrophic illness. Furthermore, treatment for [EMs is
already covered by the UCS, but identify potential patients for treatment remains a

major obstacle that prevents these patients from accessing the services.
2. Recommend NHSO to

2.1 Negotiate the price of screening that the government can afford with the participation
of responsible government agencies and service providers. If the expanded newborn
screening is operated throughout the country, the cost of supplies from private firms may
be negotiated.

2.2 Collect information about screening service utilization, incidence of IEM, following-up
for diagnosis, as well as problems and obstacles for further development and expansion
of the program

2.3 Assign the rare disease working group under UCS to develop an action plan for providing
expanded newborn screening in order to achieve universal service access as quickly as
possible. This will include establishing guidelines for registration of rare disease screening

centers, guidelines for providing screening services and information systems (software) and



adding representatives from the Ministry of Social Development and Human Security,
Thailand (PMO) to join the rare disease working group.
2.4 Coordinate with the Food and Drug Administration to speed up the registration process

of drugs and metabolic formula for the treatment of I[EM patients.

3. Relevant agencies should discuss and establish an effective system to deliver blood

specimen to the MS/MS Screening Center within 24 hours.

4. A National Newborn Screening Advisory Committe should be established to provide advices
and recommendations on the integration of Thailand's newborn screening system, newborn
screening database, accreditation of newborn screening centers, and monitoring and

evaluation of newborn screening in the country

Keywords: newborn screening, inborn errors of metabolisms, Tandem Mass

Spectrometry, economic evaluation, cost of illness, feasibility
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unil 1
NANASHAZIANE

1.1 AuwazaduaAyvaslynn

1.1.1. &nwagiinluvadlsa

Iiﬂﬁuﬁqﬂiimmmuaﬁﬂ (inherited metabolic disorders %38 inborn errors of metabolism :
IEM) 18 ulsAmenn (rare disease) FeUsznaudielsanaisdossin a1n1suazeinisuanivadlsn
ftusnssuumuednannsadeunuulseludnldifeunnlse fsormsuansenandnelsafniide wu
liigau 9113su 90 vou 1udu wwdIsatnlidesinds lkldsunsidadouazsnuiiandi (1, 2)
mnymsniililldumssnwmieldsumsinuadh enaluammuesnmztlygrsou mnufinng v3e
msidedinlugieiemsnuseioidn (3)

1.1.2. anuynuazalanisalvadlsa

pifnsalvesnsAalsaugnasuunivedndanuuanaisfuseninadend vdngiums
JernsnslusagsinsUssmaidonaisatugiinisal (incdence) vaslsaiugnssuiumuedni
AINTINTITNUIINATATIIAANTEIMSNUSALRRLU USSR Famsnadt 1

M1319% 1 LanagURn1aduadlsAiugnIsuunIUaaNluAIUsEImMAINIATINITNIIVAANTBINNTNUIN
LARLLUULANINUIULSA

N Fwaulsaiisinisnsaa | Srwaumisnitléfumsasae | giinnsal
(Aw) (A1)
anigalsni (4) 29 4,138,349 1:4,352
Gl (5) 23 1,949,987 1:8,986
1gniu (6) 24 1,495,132 1:6,219
U (7) 17 371,942 1:3,795
AeAlus (8) a2 177,267 1:3,165
WY (9) 40 111,127 1:4,832
Ine (@359, nna.) (10) 40 150,000 1:6,000

\fleMa15anAugnselsn wuin 1sa phenylketonuria (PKU) dgUAnisaldeudiagsly
UszwmalunivglsUuagausnunte wu 1 sio 4,042 Tudssineau (11) 1 #e 10,400 luussine
wosthu (12) wag 1 fe 18,750 Tuuszmauauan (13) daussmaluieide wu Ju léviu uasgu
fgUinisalveslsa PKU Wiy 1 sie 11,614 (7) 1 sie 59,805 (14) wag 1 fo 75,798 (15) Aaldndu
dwsugiinmsnivedlsadu 1 lulszmauauiedeiinu 017 léviuligtfnisallsa maple syrup urea
disorder (MSUD) 11U 1 #9101,624 15a methylmalonic acidemia (MMA) windu 1 #io 101,624
137 isovaleric acidemia (IVA) 111110 1 619 660,562 wazlsa propionic acidemia (PA) WAy 1 69
660,562 (14) lutszmaduilgtinisallsa MMA Wiy 1 de 67,376 1A PA i1y 1 sie 37,899 (15)
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ludszinalnedaldiinisfnwiainuyn (prevalence) ¥04lsARUINTTULLAIUOAN UHTIN
1A53n15815094M150 596N TBINIT NI LAALUULILS1ULSA (expanded newborn screening) U84
AuduitrududaiulsniugnssuLnUeanwasATIIRANTEINITNLINARA (Center of Excellence
for Inherited Metabolic Diseases and Newborn Screening) AtUgULANEANENSASI1Y L5IneuIads
519 fisudumansadansesmsnluamnganmamuassiua 18 Tsmeunakeust we. 2557 aufia
. 2563 Falgvhnisasamanuanifaiaue 184,788 18 wumsnusnidaidulsaiugnasumn,
vedndwIu 22 518 lnevnsnynaelasunisitiadeneu 14 u AaduaUfnisel 1:8,400 (10)

1.1.3. wansenuanlsa

Tseriugnssummvednduaivnidifyvesmadedinuazinisludin (16) Waters uazaai
(17) Tinsidefuunadedinveainainlsafugnssummueanainmsinywilannuindsns
nadeTinegil 3.2 s1een1nAndidn 100,000 18 el Srmadediadanuuanedluuse s
Wi TuUsemAUsI3aionsin1sdedin 0.67 s18¢an15Aaddn 10,000 579 (M3adaadu 199 s
s¥minad AA. 2002-2014) (18) warluuszinaseansideinisdeTined 120 Meluyntseny @n
Ju 63 elutnenetesnin 1Y) Andufosaz 3.5 veamsdedialuin sewined A 1997-2007 (19)

A aa

ﬁﬂaaﬁuﬁﬂsimLumuaaﬂﬁiﬂé’%’ums%ﬂmaéwmﬁaqLLavﬁuvi'Nﬁ mnldidediIndnieannis
wnsndoufidfynaniie mU'gmvmmavmamaqmmmaLLavummm@Uﬂmmqa Atqandefisesu
ﬁ’ﬂlliuLLiflGNLLG]U’EJEJl‘UNiHLLN&JWﬂL‘L!EN‘\]1ﬂiiﬂmNa@aiuUU‘Uiua’ma’mﬂa’N ﬁmmiﬂﬂmﬁﬂwhﬂ
wuﬁﬂssmLumuaaﬂﬂamsﬂavuiuiuisqwmmaﬂsiwwmw Tfedeiinievay 36 warlygsou
suusumﬁaaav 30 (20) aﬂmmaqmamammmmﬂmammvau q MAnTmTadenuuanenaiuly
wiaglsn 1y AU o 91 nszan Hen n&uile Madue s wasiiwls udu (21) sndethary

Adaelsn MMA a1afianuiiaunfivedla fuielsa PARRasiianuiinunfivesidlasiuiieg Wuku )

wonNaINH MU ST INER Ty enedyygou (mental retardation) luiiin
dealianluanunsaguanuesldsesdifguanasndinuasiialdirediuiuuin nsdnyilulssine
ansgeuininuin infiAalud a.a. 2000 uaziinmziygdouariiduyunisguanasndin 51.2
Wuduneaasansy wseAndu 1,014,000 asaasansgae 1 918 (@1Sulul a.e. 2003) (23) wn
Q’ﬂwLﬁﬂmmﬁﬂﬂﬂﬁmqamawuﬁa%mﬁ8%’3@1 sz dunsziinindeiediae aseuniaiionasnay
Spuuazdssnand lunisfunssquavioadsanuaseseivioruduinisfioguadthemail (0)

1.1.4. A13ATIVAANTBLALNITIUIALLIA

TsaWusnssumnuednddnuwauzuandsanlsaiusnssudu q Ae Wulsaifinisdostuuas
fnwdumng winisinwaglduafideulinsinuneuiiennisvieenssdlamnnouansiiui
(toxic metabolites) fwﬁmaﬂiwuﬁgummgauaaé’uﬁﬂﬂejmazﬂzy}zyﬂéaw%lﬁa%‘im flesanlsa
nauildulsafinudesuarornmsuanslaisimzinzasndelsafnide wndiainlidosdnds vl
IFsunsifadonarinwiiad nmidadeiinaiifeindudesodensnsadanseamisnuiniia
nsasadanseslsaiugnssnumuednifunsaldliflse wu lsa PKU 1¥nnsnsedaanzlaevh
UfAiTeniu ferric chloride Liion1ans phenylketones wifiauliduagnanisnirvaziduuinidle
phenylalanine Tuldaaiiu 900-1,200 micromole/L Aoulaiin1snsialagldis Guthrie Faduns
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NaaeuN1sTugInIss i ulnvealuaiilse Bacillus subtilis Tagldanuiduduves phenylalanine
Twden (25, 26) usnanillunsldnisnsiawuu Guthrie test Ssanunsaliuaniwailu false negative
Jouay 8 uag false positive $98az 0.01 (27)

Jagtuilmaluladfianunsonsafnnsedlsafugnssuiumuedn 1nnii 40 Lsa nvigaiden
vuUNITEATYNITRITTiaAeiuiy Guthrie test Ao n1saTIasBWAlLlad Tandem Mass Spectrometry
(TMS) #38158n71 MS/MS 1un15a33aseaulaaauvaed@s (molecular mass-to-charge ratio) way
Taaududurosarsdu q nsnmadaemalulad MS/MS fauliegWifosay 99.995 uas
AU uINzayiear 99 (28, 29) FunnninnnsIames Guthrie fiflanuluazanudunzey
f¥ovaz 92 wag 99.9 MU (30)

Tsaiugnssumuednfiannsansadansesneisduddidundu q wu ndulsanindunie
(disorders of organic acid metabolism) ﬂﬁjﬂiﬂﬂimazﬁiu (disorders of amino acid metabolism)
naulsansaludiu (disorders of fatty acid oxidation) wag nqulsAasYLse (Urea cycle disorders)
(31) (15797 2 ngulsaiugnTsuiLaUeEn)

A1519% 2 NRULIATUINTTUUAIUDEN

ngulsn 15

naulsANINdUN3E 1. Glutaric acidemia type 1 (GA1)

(disorders of organic 2. Isovaleric acidemia (IVA)

acid metabolism) 3. Methylmalonic acidemia (MMA)

U 14 l3a 4. Propionic acidemia (PA)
5. Multiple carboxylase deficiency (MCD)
6. Adenosylcobalamin synthesis defects
7. Beta-Ketothiolase deficiency
8. 3-Hydroxy-3-Methylglutaryl-CoA lyase deficiency
9. lIsobutyryl-CoA dehydrogenase deficiency

—
(@)

. 2-Methylbutyryl-CoA dehydrogenase deficiency

—_
—_

. Methylcrotonyl-CoA carboxylase deficiency

N
N

. 3-Methylglutaconyl-CoA hydratase deficiency

—
[6N]

. Malonic aciduria

._\
N

. Combined methylmalonic acidemia and homocystinuria

naulsAnsneziily Phenylketonuria (PKU)

(disorders of amino Maple syrup urine disease (MSUD)
acid metabolism)

319U 10 15

Tyrosinemia type 1 (TYR1)
Tyrosinemia type 2 (TYR2)
Tyrosinemia type 3 (TYR3)

A T o

Hyperphenylalaninemia

14



ngulsa T5n
Biopterin cofactor deficiencies
Homocystinuria
Hypermethioninemia
10. Hyperornithinemia with gyrate atrophy
ﬂﬁjmiiﬂﬂiﬂiﬁuﬁu 1. Medium-chain acyl-CoA dehydrogenase (MCAD) deficiency
(disorders of fatty 2. Long-chain hydroxyacyl-CoA dehydrogenase (LCHAD) deficiency
acid oxidation) 3. Very long-chain acyl-CoA dehydrogenase (VLCAD) deficiency
U 12 15A 4. Short-chain acyl-CoA dehydrogenase (SCAD) deficiency
5. Short-chain hydroxyacyl-CoA dehydrogenase (SCHAD) deficiency
6. Trifunctional protein deficiency
7. Multiple acyl-CoA dehydrogenase deficiency
8. Carmnitine-acylcarnitine translocase (CACT) deficiency
9. Carnitine palmitoyltransferase type 1 (CPT1) deficiency
10. Neonatal carnitine palmitoyltransferase type 2 (CPT2) deficiency
11. Primary systemic carnitine deficiency (Carnitine uptake defect,
CUD)
12. 2,4-Dienoyl-CoA reductase deficiency
NAulIA995LLSY 1. Citrullinemia type 1 (CIT1)
(urea cycle 2. Argininosuccinic aciduria
disorders)duiu 4 3. Argininemia
157 4. Hyperammonemia-Hyperornithinemia-Homocitrullinuria (HHH)

syndrome

wanni lsaugnssuumuednusiazlsniinsasiaiiawiieg udunisitadelsn agray

15A PKU 7929 plasma amino acids 15a MSUD #1579 plasma amino acids and urine organic acids
I v/ a ! Y d'
Wusu (21) JeazRnluLAaslsn AN 4

115, uuImenisine
wuInensinwlsaiugnssuwevedndlugidunisguasnuimelaguinis nsliianiiu

n1sidnansienazaulusienie waznsliansnanievin deludUlelsaiugnssuiuniuedn
Fududeslasuuuviiafimsuarinfundndu vl Tuuidlsaenaiinisugnaneeieds wu dunsels
(32) (A59 3 FIBEIWUINNTINYINIARUTNTTUAIUDEN)
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A1519% 3 981 UINNINTTSNBILIATUENITULAUBEN

Yangulsa/lsn Uy 81 Transplant
1. Organic acidemia and others (isovaleric acidemia (IVA), propionic acidemia (PA), v' | L-camitine (oral)® and (IV)?, Glycine®, Sodium benzoate®, Sodium i/‘/
methylmalonic acidemia (MMA), glutaric acidemia type 1, cobalamin defects etc) phenylbutyrate/acetated, Carglumic acid®, Biotin©,
Hydroxycobalamin?, Thiamine®, Riboflavin®
2. Maple syrup urine disease (MSUD) lsataane v | Sodium benzoate®, Thiamine®, Sodium pher1ylbu‘cyra‘ce/ace‘ta‘ted +/V
3. Urea cycle defects (UCD) I‘im\‘ﬁ]igﬁaﬁmﬂﬂa (Ornithine transcarbamylase (OTC) v | Sodium benzoate®, Sodium phenylbutyrate/ acetate®, Arginine HCL®, +/V
deficiency, NAGS deficiency, Citrullinemia type 1, ASS deficiency, Arginase deficiency) Carglumic acid®
4. Phenylketonuria (PKU) lsailiaflayise v Tetrahydrobioterin (BH4)" -
5. Tetrahydrobiopterin (BH4) deficiency Tspuadiaalns 4 Tetrahydrobioterin (BH4)", 5-HTP¢, L-dopa/carbidopa® -
6. Multiple carboxylase deficiency (biotinidase deficiency/holocarboxylase deficiency) - Biotin® -
7. Carnitine transport defect lsapsfiuunnsas - L-carnitine (oral)® and (IV)°, MCT oil® -
8. Fatty acid oxidation defect lsmsasiunargynsnluiufinung v | MCT oil®, L-carnitine (oral)® and (IV)° -
9. Citrin deficiency (NICCD, Citrullinemia type 2) - Arginine® -
10. Tyrosinemia type 1 v" | Nitisinone® (NTBC) v

+ Madentunssnuninsanlaeundgidesvgy
a fns3v/dmmielas Tsmeuna TulsaSsuwnmdunsuns Onlaldanuans

b ifiTwigludseina fUaglasuuinnnnuiem dgymvinasn anuliviveureseuineg

c Lufinsra/dmingludssma duasldnsia/suenanssseme Wnlildsnuans

d lifidmheludsendlng fdmhglusmasena uagmBelildilomnsangs vssliaansamnligerdunla

e fmgludsewalne waziOnlanudns
v $ududwsunisdnm
7 (33)
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nmsnsitadeuarsnwdUaslsaiugnssuunivednaisluanadndalddnadnised 4 vl anldiedenanazlasunisussduansvsslenl
dwsutheselmilul 2563 winsdansedlsaiugnssuumusinuuuiindwulsalumsnusniindilivssgedlugndnduselovd Taoraluguassaiivh
Tnsnldlasumaitadeuasnuieg1aiuyiae

A15°9% 4 n1saan1saldnwiugUisuazsuseanadmnsugtheselnl lsaiugnssuwanuednailaluanadn

1Y Anldanen1snsaanisitagde | . Anlden1snsiduguINIRLATATID Cea. . e - e,
v o X s a e FuugUae - s - AnldanenissnenlusrendulsaaseAl AT
. - w8 Wasdulusrefasdelsa g am AnnulusrendulsaasyAl s
15ANUGNITUUATUBEAN ¢ . finnansal — o] NMNANNAY
~ - AANI5al - 59U o e AT suA e
ylialaanaian v 350159523 Cea. Wulsa 5n15ns3(51A1)/AN/AX . — . v 2| 98lsaA
dedelsnA Anldane - Y 15A52ANT 8135w (s1an)/anAl 1155nWN9U
(5701/U7M) % 2594 (579) u.AsA (um)
(51%) N9U(un) (vn) (v)
1. Organic acidemia (IVA, 12 -Genetic test (25,000) 300,000 “UHIAIUean (108,000) 1,296,000
MMA, PA, GA1, -PAA (3,500) x4 168,000 -1 (20,000) 240,000
cobalamin defect etc.) -M33nY1INga* (500,000) 6,000,000%
T 1 468,000 7,536,000 8,004,000
CMS (3,500) 525,000
2. MSUD 150 UOA (3,500) 525,000 6 -Genetic test (25,000) 125,000 “UILURIUDEN (108,000) 540,000
PAA (3,500) 525,000 -PAA (3,500) x6 105,000 —m'ﬁ%’ﬂwﬁﬂqm*GO0,000) 2,500,000%
U 2 230,000 3,040,000 3,270,000
3. Urea cycle defect 12 -Genetic test (25,000) 300,000 LR UDEN (108,000) 1,296,000
-PAA (3,500) x4 168,000 -81 (9,000) 108,000
-N153nw1INgA* (500,000) | 6,000,000
93U 3 468,000 7,404,000 7,872,000
U 1-3 150 1,575,000 30 19,146,000
Grand total 1-3 20,721,000
4. PKU 5 -Genetic test (25,000) 125,000 “UHUAIUeAN (108,000) 540,000
-PAA (3,500) x6 105,000
J3U 4 30 PAA (3,500) 105,000 230,000 540,000 770,000
5. Tetrahydrobiopterin 3 -Genetic test (25,000) 75,000 -81 (120,000) 360,000
(BH4) deficiency -PAA (3,500) x3 31,500
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IUY Anldanen1snsaanisitiagde | . Anlden1sns1duguININLATATID Cea. . e - e,
v X s a . FuugUae o e N AnldanenissnenlusrendulsaaseAl AT
. - N8 Wasdulusrefigedelsa R AnmulusrendulsaaseAl z
T3ANUSNITUIATUDEN v . firanisal — | MNuNANNAY
N - AANI5al - 59U o s A Tge suAn e
ylalaanaian v 350159523 o Wulsa 5n15ns3(571A1)/AN/AX L . —_ . v 2| m8lsaA
decelsa/Al Anlde - P N15A52NU A8n1ssnu(san)/au/Al 155N NSU
(579m1/U M) 2 2394 (519) u.A5A (M)
(51%) mU(un) (v ) (v )
3 5 106,500 360,000 466,500
39U 4-5 8 1,236,500
Grand total 4-5 1,341,500
6. Multiple carboxylase 30 CMS (3,500) 105,000 5 -Genetic test (25,000) 75,000 -91 (12,000) 60,000
deficiency (Biotinidase/ UOA (3,500) 105,000 -Enzyme activity (3,000) 15,000 —m’s%’ﬂwﬁnqm* (500,000) 2,500,000%
holocarboxylase
deficiency)
Grand total 6 30 210,000 5 90,000 2,560,000 2,860,000
7. Systemic primary 60 CMS (3,500) 210,000 5 -Genetic test (25,000) 125,000 -1 (20,000) 100,000
carnitine deficiency -Plasma and urine 35,000 -M3¥nwIng@* (500,000) | 2,500,000%
carnitine level (7,000) x1
-Plasma carnitine level 70,000
(3,500) x4
W7 230,000 2,600,000 2,830,000
8. Fatty acid oxidation 5 -Genetic test (25,000) 125,000 -91 (10,000) 50,000
defect -Plasma acylcarnitine 17,500 “UHIAIUean (108,000) 540,000
profile (3,500) x1 -NM33n¥1INgm* (500,000) | 2,500,000*
59 8 142,500 3,090,000 3,232,500
93U 7-8 60 210,000 10 6,062,500
Grand total 7-8 6,272,500
9. Mitochondrial diseases 50 Lactate (400) | 20,000 20 -Genetic test (25,000) 500,000 -81 (20,000) 400,000
-M33n¥1INgm* (200,000) | 4,000,000*
Grand total 9 50 20,000 20 500,000 4,400,000 4,920,000
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IUY Anldanen1snsaanisitiagde | . Anlden1sns1duguININLATATID Cea. . e - e,
o P o FuugUae - e N AnldanenissnenlusrendulsaaseAl AT
. - duae Wasdulusrefadelsa e fnaulusrendulsnaseAl z
T3ANUSNITUIATUDEN v . finanisal — | MNuNANNAY
- - AANI5al - 571 . e saualgane s2uA 1t
ylalaanaian v 350159523 o Wulsa 5n15ns3(571A1)/AN/AX L . —_ . v 2| m8lsaA
dedelsn/Al Anlde - P N15ASAANT A8n1ssnu(san)/au/Al N155NW1919U
(57A7/U ) Yo 2334 (518) UATVA (un)
(51%) 19U(Un) (vn) (um)
10. Neurotransmitter 30 PAA (3,500) 105,000 5 -Genetic test (25,000) 125,000 -81 (8,000) 40,000
defects CSF (3,500) 105,000
Grand total 10 30 210,000 5 40,000 250,000
sadudienasdelsa | 350 51 s | 78 519 sauenlddng | 36,365,000
IEM #idaslasunisnsia AAN1Sa Amnnsalng | UM
WiadnA U238 nuagUaese
Tnai A Tnsinnau/A

* AuaduAsneIngavianun (W Arusulssweuialu ICU, M3vhimanis Blood exchange transfusion/hemodialysis/hemoperfusion, msldaneauluduidon Wudu udusnsd) e

vneduausadnlanndniuseiuguamiaunih fusdwidualdarsdiuiuainans,
* CMS, comprehensive metabolic test by TMS; PAA, plasma amino acids; UOA, urine organic acids

flun (33)
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1.2 AITNUNIUITIUNTIUNITUTLUAUANAT

N13UsELNANANAIYBINITATIIAANTRlIAN UE NI SMAvednlagldinalulad MS/MS lulsemanilsnelaga (hish-income country) laun

ansgolsnT dengu Muuaus uAuIAT eeamsidy N3uaa wasuil gaene saufsUsemaniisalauiunansfisgs (upper-middle-income country) 8814
Useimeauiueu wudanudual (115199 5 MsfnyiieatuanufuireinIsnsIvnansedlsaiiugnssuwavadnmemalulag MS/MS lusnausene)

A13799 5 N15ANBIALINUANUANAIYBINITATIAAANTBILIATUENTSIAUBANMmEmALulad MS/MS Tudausewne

LUININNIT

Huds, U Uszna msﬁmgl Foulunisdanses | m1aden 4D Eﬂl’:w HH a¥9 HAENS nsauLIAN A ToRe HANTSANEI
N walulag : n13ANE nld . Uszandua
HUUINABY
Insinga et | anigowisn | N1IMTITAM 14 amino acid, MCAD Fum Cost-utility | wuudnaes | Decision QALY Lifetime Wisconsin N1INTIVAM
al, 2002 N99A78 organic acid and fatty analytic screening N398R
(34) MS/MS acid model program AR
Schoen et | @wigowiin1 | MInTada MSUD, MCADD (and | laiiinns daneRuly | Cost-utility | - - QALY Lifetime HMO cost MIATIVAN
al, 2002 n589A78 other fatty acid ATIAN SYUU data, Kaiser nseednY
(35) MS/MS oxidation) GA1, MMA, | N394 GRELY Permanente ﬁ:a.lm
PPA, HCY, Urea cycle Northern
disorders California
Pandor et g A5U8189599 | PKU, MCAD PKU GG Cost- Wuuiaes | Monte Carlo | Life years | liiszy UK NHS NIRNTIVAN
al, 2004 ANNTDIAY effectiven saved nsa4lsA PKU
(36) MS/MS Lt ess WAy MCAD
Wil MCAD AIUALAT
Autti-Ramo | Wuwaus | n19wsIaAn MCADD, GA1, PKU, CAH fapn Cost-utility | wuudnaes | liszy QALY lalszy Literature lalszy
et al, 2005 n589A7¢ LCHADD, Umbilical Analysis review and
(37) MS/MS cord blood for CH, Expert opinion

AutoDELFIA for CAH
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LUININNIT

- w
Husiy, U Uszine MEAnen Reulunsdnnss aden LUNDY iy HHEI a5 NAANS n3aULIM HraveRa nan1sAnen
N walulad : ASANN g . UszAndwua

wuUdaas

Feuchtbau | anigewisn1 | N13mTI9An lalszy PKU Fum Cost- wuudnaes | lisey QALY, Life | Lifetime California N1INTIVAM

m et al, N99A78 utility years screening N398R

2006 (38) MS/MS saved program AR

Carroll, ansgonisnt | N1InTI9AR PKU, Biotinidase def, | lifinns G Cost-utility | wuud1ass | Decision QALY Lifetime ANRTIVAN

2006 (39) N99A78 MSUD, GAL, HCY, ATIVAR tree A5098AW

MS/MS MCADD, CAH, CH N304 AR
(considered using
alternative
approaches)

Cipriano et LALIAT ANRTIVAN 21 of amino acid, PKU G Cost- Luud1aee | Decision Life years Ontario 1sARNSBILsA

al, 2007 RERNR organic acid and fatty effectiven analytic saved newborn 15 Tspdlannu

(40) MS/MS acid ess model screening ﬁmm

program

Norman et | oodWsEy | NSATIIAN Amino acid, organic | luifins gliusnis | Cost- wuudnaes | lisey Life years | Lifetime New South AIATIVAA

al, 2009 n599A7¢ acid, fatty acid and AIIAR effectiven saved, Wales, the nseadiAIY

(41) MS/MS urea cycle disorder N3 ess death Australian ﬁmm

averted Capital
Territory,
South
Australia,
Tasmania
screening
program

Tiwana et | @n3geli3nT | N1SATINAM ASA, CIT, HCY, MSUD, | 'laifinns §91euly | Cost-utility | wuudiaes | Decision QALY Lifetime Texas N15MTIAN

al, 2012 ASOIUUTYNY | MCADD, GA-1, COAD | @519An STUU tree screening ATOILUUVYE

(42) 8 MS/MS N304 GLERAL program TrnuAueA

Hamers et H¥ e NIHIIAA MCADD PKU GSGE Cost-utility | wuud1a@e | Decision QALY Lifetime The French NIHIIAA

al, 2012 n589A7¢ tree National n304lsA

(43) MS/MS
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LUININNIT

. "
Husiy, U Uszine MEAnen Reulunsdnnss aden LUNDY iy HHEI a5 NAANS n3aULIM HraveRa nan1sAnen
N walulag : A3ANEI s . Uszansua

HUUIIADY
Authority for MCADD {ima7a
Health A
Pfeil et al, wostiutl | NM1InTI9fn Glutaric aciduria type | laifinng §lusn1s | Cost-utility | wuudnaes | Decision DALY 20-70 1 Literature NIINTIVAN
2013 (44) N394 | (GA-)) H5I9AR analytic review and A509HAN
MS/MS N799 Expert opinion ﬁ:a.lmmr]
Lee et al, FO9N4 ANINTIAAA 6-Pyruvoyl laifinng Famu Cost- - - Annual laiszy Hongkong ANINTIAAA
2014 (45) RERNR Tetrahydropterin ATI9AN benefit savings medical A5098AW
MS/MS Synthase (PTPS) N384 system AR
Deficiency

Khneisser WuIeN | MINTIAAA Inborn errors of Lsifin1s gliusnis | Cost- wuudnaes | lisey Annual 189 Saint Joseph | N13AANTBIYIE

et al, 2015 N99A78 metabolism (21 HTIFR benefit savings University, Uswé’mﬁuﬁqu

(46) MS/MS conditions) N384 Newborn arriaital

Screening
Laboratory
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nsfnwdnngliisaunuessauselov (34, 35, 37-39) Hunens@nwldisuseiiuwuy
AunuUTEANSHE (36, 40-41) uazn1sUssilunuunununale (36, 38, 40, 41, 45, 46) N15AnwIEI
Ingflduunemnsdany (36, 37, 39, 40, 43, 45) YuNDIVRISTUIAUTONIUINT (34, 35, 38, 41, 44,
46) UavNNDIUBIEIBRY (42) FudSeuiisunInsisfansesmemalulad MS/MS dulngpalidl
N13M533AANTN (35, 39, 41, 44-46) UagilTeuiiiuiunisAnnsaslsaien lauwn PKU (36, 38, 40,
43), MCAD (34), CAH (37) IngAinuunni193enI1ananT1san1aansnesunglaannaauuang199in
nsledudsilifnmgilunuudiaes 1wy UssnaiflgdAnisalveslsaguilinismsadnnsead
anuduan TnglawizedeBangalsaiinisinuwilivszaninaiia (33) duyunsnudvaefifinng
edeldisinoudennisuansmendinuazdumunisinuiledUisiennisuanminainudai
Amnuddydenan Tl wiituAsty Taefinms@nuiinuinduyunisinwgiisneunanseinis
yanddndlrtfosnitfununisinugiiefiuanienisuda (35) egslsfinm wuindnsfnuidna
NTIATIEAUN AT (41) NTOUNMTANHILUNUAIULANAI9YBIAUNUNITI NI TN
ananguil (36) BnvisusyAnBuavensdnnsasionisaoredtiedainidulainsfmuaauufgiud
seiu (Hesnliiifeyadandinatuayudfivane visnsinwdddnmadsaunfign) msfnuiid
HaAUANARE 1NN MruaauNAg Ul sEaNSHAaTeIN TN UIEN B ULAAIRINTNeARTN
annsadaegfiheldsnumniidihefivanseinsmisedinuda (35, 40, 41) aunmIinvesiae
usnduusiitauddey mqmsﬁﬂmﬁmiﬁmumﬂ'mmmw%immﬂmmﬁﬂLﬁumaqﬂﬁmmmuaz
pﬁ%’aLaqﬁﬁauiﬁqqq%qﬁma&iamméﬂﬁw (37, 38, 42)

uenand msAnwmarddiiunsluuunUsamaneldas Selannsiaudua (cost-
effectiveness threshold) genituseinelng (120,000 umsiaUgun1ie a U w.a. 2558) ag1auu
nsdnuluansiverandnsldinasianududieg? 20,000 - 30,000 Usus (30 800,000 -
1,200,000 W) Aalavn1e (36) miﬁﬂwﬂuaw%’gaLu'%mﬁl,ﬂmsﬁmmﬁ:mmgsﬁ 50,000 ABAANS
(1.6 a1uum) falgunnie (34, 35, 38, 39, 42) MsAnwiluiua Ontario UseinaAwAualdinasiaiy
duFagii 100,000 Aoaans (3.2 &uum) dellauame (40) Manasimnuduandudmilsiuandds
ANAINNTNAIUNITRUNIAGIVDITTLUNITAIVUAUGUNN

Richard Norman (33) uag Bridget Wilcken (47) ldsiusiudegauaznumiuissanssuisdtu
TeeAumeionaihlinisnsdansosiaelsaiugnssuunivedndemalulad Ms/ms lifiaanu
Auen 1wy 1) AnueaaLedeuTeININSIRfanses (false positive) fithlugnsidedeiiianann way
ms¥nwitlidndu 2) annzvedlsauilse Aanusuusann wimsdunuldsnga dnsnwi
$1a1g9 uiliannsadadialdun vilinadnéneguaimen @3inuazaunmiindes) 1wy e
Glutaric acidemia type Il, arginemia, arginosuccinic aciduria, and citrullinemia Dudu 3) AINNYN
voalsaluusiaziiuil audsnisweinsallsn 4) anuusnsiswesnisUssdiunannddn sy

ogslsfinuiinisfnulunarsusemainuinnisnsadanseamsnusniindoimalulad
MS/MS ansnsaansmsnsidedinuazinisluinlidudiuiuann Wy Ussmaduioudioudan
MsideTinnazfinisveiaelsaiiugnssumnuedniilisunisnsiadansesnemalulad MS/MS
fufaedldldsunismsadnnses nuindasinsidedinuazfinsanlsaiugnisumnivednanas
neLay 73 Wwiaeseway 15 (5) wavin1sAinwlulsswmereansidenuindgninsinauiin1sves
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fuanlsaiugnssummuainanasainiosay 18.1 de¥ouay 2.8 (48) ey MInsaadansesIn
wsniAndemalulad Ms/Ms Federduinasgululszmaivauiud druaniunisainimeade
nsedlsaiugnssuiumuednmemalulag MS/MS Tuuszimawaunivieideianuunnsaiuniy
U3unvasuAazUszina sesruuuazviavadlsalunsnsadanses wazmadniieaildansluns
nTRfnnsesannady InefloasiBendmsnedl 6 Wy Ussmadenlusinisnsiadnnses 40 lealu
ymanusniialagldimAlulad MS/MS fausd 2006 (8) uazdszmaiauluduiinimsadansemisn
usniinlneldinalulad MS/MS dausdd 2019
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M1519% 6 A01UNIININIINTIVAANTBILIANUGNITUNAUBAN UV ULeLTe

e
Usziiu Ay nmald lendu Ju waLdy yaua WauTud NIENTN "
SRR T5angIUIaAs Y
1. ﬂﬁﬁumi’ﬁ]ﬁ}ﬂﬂi’aﬂ“nﬁﬂLLﬁﬁLﬁﬂ 1977 1985 1985 1980 1998 2007 1996 1996 2005
2. 1A54n15115090529928 MS/MS 1997 - 2007 1997 2001 2000 - 2007 2006 Liifidoya 2012 2003 - 2005 2014
3. $nnulsaiivhnisdansesdly 30 6 11 2 (whole 2 2 6 - 28 2 40 (Expanded NBS)
YJagiu country) (CH & G6PD) | (CH, G6PD) (ENBS) (CH & PKU)
4. N5R539978 MS/MS Tunns 2011 2001 2006 Hnis, Ty, aNIY - 50 WA - 17 1SINgUNR NN,
ffivauund (routine) Jmy AALBNYU 2019
5. SnnuinfilaTumsnsiaiansos 3.3 auAu 3 AUAY 1.3 fuAu 18 AuAU Liifidoya fiuutlen Lifidoya 46,000 AU 165,078 AU
(1U1399)

6. M TNTBAVINTINNIATE il Co-pay il il gl 1aidl il - il

(40-80% (1,077 baht) (CH + expanded NBS

coverage) in BKK = 635 baht)
7. gUinisalvedlsn IEM lngsau 1:8,557 1:13,205 1:7,030 1:5,800 - - - 1:6,571 1:6,114
8. lsniugnssuiauedniinutes | PA, PKU, 3MCC, Pompe, PKU, | PKU, MMA, | OA, AA, UCD | MSUD, Beta- | MSUD, PKU | MSUD, IVA PCD, MSUD, IVA, GA1
(Hospital — based) Citrin def. Citrullinemia | HPA, 3MCC PCD ketothilolase
QILLGIIQ SEUI HAN-WOOK WUH-LIANG XUE FAN GU MK THONG Vu Chi Dung, | PADILLA MOPH P. WASANT

YAMAGUCHI YOO, HYE- HWU, Neguyen Khac
RAN YOON KJ HSIAO Han Hoan

* 59U57ulaY Al LAESAAM WO NTEITIA 1dUA Lag 6

U A5S Twudansal
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TuafnUszinalnglain1suseliuauAuAI789n1InTIAANNTOILIANUGN T TUNAIUBANTIWIY
6 Tsa 1éuA IVA, MMA, PA, MSUD, PKU, uag MCD shewalulad MS/MS wisuifisufuaaunissii
fnsmsadanseaianizlsn PKU Tapds Guthrie iy wanisfnmsamudn n1snsadansosdae
welulad Ms/MS ldfiauduailutiunvesszmalng wnfiarsananiznisinunlsameni
wuin mednwdiaelsawugnssuiuauadnisuiionnmsuansmnsrdinuFeuiisuiuaaunisali
Snwndlefionmsuaamsaddnudaduiinanuduen (49) eghslsfiniy inasiaudua o 1and
vimsfinwiAe 120,000 Umdelgun1ie Sstlagtunasinuduelduiudu 160,000 vmdela
amg venniinsAnudsnanideinduteyassuiningwedsa dununisinune s ua
MsUseanmAnessausylewl (50, 51) nanide luusewmelne o vueiuiifissnsdnnsedlsa PKU 7
ylfanmsamnnisalgifnisaivedlsailduifonliliduariignioaiesanivsnilaldn
ndusniefusunisidads Tuvueilsadu 4 farwdidudesiadegtinisalluissemaidnuas
Uszvnslndifssiuusemalneuasiideyaifioane 1wu Ju wazdu Wudu saudsnsimua
pssavsglovidlufvrslsamanibianusald anzditedsddanudnifures]idorsgluusay
TssmguadilimssnunimuaessaUsslomiumunsdunuaiiiouasdaualnenss msanuild
fifeeiuneuazdaiausuuzniiotuussiudslusuudiass il 1) msdinsfnuduszsuiaine
vodlsanguiilutsumelneuiieliannsomeausznasuugtaeldedugndasnniy 2) arsiinng
Ussiiuduyunissnemenagiaslungulsadiengudaedldunisidadenounansennisnis
Addin (3nMsnT1adanTes) uazngurUiefiuansennsmerdtinuds Judulddeyaiivadu 3) ms
fvunauufgIuesseansuavesnisdnnseslsanumdngudasydng Salludngiumdinnis
Fuindy 4) asfinisdsediuqunmdiaddaslagldied osdofiduinmsgiuniuuuinisns
Uszifiumaluladsugunmvesussmdlng 5) msvhnsussidumsasiadansedsaynlsaiingiada
nsesdamalulad MS/MS 1§ arnnisfinwndufivssdu 6 Tsafifianudidydiudu iowin
waluladlanunsansaniaufeniiesnnsesldvanelselaglifdununsnmadansesfiududelsadi
Wiudu 6) msUszifiunisnsadansaslsamugiunisinuinasilugdUae wolinanisinsey

v v 6

ATOUARHAUYULALHARNSTIAATUNEINTATIAAANTBINEY

[V VR V)

V9t Aguet e, 2557 dinaunanuseiuguaimuiannd (@uay.) e 13 njaunnumiuag o
TWnsaduayulasenistises (pilot project) NM13A529AANTIMITNUIALAALUULANT LU A
(expanded newborn screening) agmalulad MS/MS 9112w 18 Tsengauia laun Tsaneruiads
519 lsmeruaaiynislsensny lsane1uiaginasnasiny 1same1u1adiuss lsameuianss
1anind Tsmeuadsneiuia Tsmeiuiadse Tsmeuaaudanssdund Tsmeuanindu
Tssmeruranans Tsswerutasefiway Tssweruiavalsonidng Tssweruianonigud Seil
TssneruraainnszUa lssme1unaswdd aonduguaiminuisnfum s i@l lssmneruiaunsnusia
571 uag Tsmeuiadadu sadudnau 40,000 esied Alsdfunsasiadansosmisnusniinauuy
venpdnnulsn (33) Sdlsmerunadiambudunilwedasininidosiusd wa 2557 qufls wa.
2563 B3ldinNNIRTIaMINULSNIARTeLA 184,788 578 ﬁﬂﬁlﬁﬁaaﬂaiwﬁmumﬂLﬁﬂaﬁuqﬁﬁﬂﬂizﬂ
Y84l3A HANITATIVAANTOIMINUINLAA Han155nwT wazAldanglunsAnnsedlsanazguasn
FUae fau Feyaiidudagtumaniiauddydenisuiuussiauslusvusasaieling
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STUUUINS (Fagudl 1) ﬁavmmiwgmam%ﬂ'ﬁamqméfunuﬁLﬁmﬁuﬂwﬂﬂ'ri%’ﬂmwa’]maimamq WU
fuyunsnsadanges dunumsinwlea maguakarituslaelsmeruna udu suyuiiedeaty
Ms¥nwmeIuIansusnlsmeuIaaInnsiAunsesiUisuazqua Afinlndlssmeruransdl
fUnsuaziquadoaiunaii udsanldanequagtaeiithu saemaudunuiitinannisgayde
WARAMAINNIITINLLaEN1TAsTinrouTeduas nadwsTiaulalunsAnuniusenoude it inuay
Uaunnzvestie wazanuduailaeiliouiisusndiuduyuiaznadnsmaguamiiunnsiaiu
sevinsnsaifiiuazlifinsnsadansedlsademalulad MS/MS saudansiiaTizsinansenumg
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1.4 IngUsrasAvanIsAnen
WoszdiuanuduaiwazanulululdvesnisnsiadansesdUielsaiugnssuwnivednsie
wialulad MS/MS

LY 3
NQUITAIALRNIE

1) Lﬁaﬂsmﬁuﬁunuaiimﬁﬂ%ﬁ (cost-utility analysis) V84N1TATIAIAANTDIULALS NI
AUaelsAiugNIsUImIULEN

2) lednwisunueaidutie (cost-of-llness) vesiftelsaiugnssumuadn

3) iolAsginansEnufusuUszanal (budget impact analysis) ¥89MsnTIIRANTOILAY
SnwgUelsaiugnssuiunuedn

a) ednwmudululilunsussamsnnadanseslsaiugnssuumnuednlumsnusniin
wuuLiindaulsa (expanded newbom screening) uyadnusslovtingldndnyseiu
AVNINUAY
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unil 2
521U8Ua5IY

2.1 sudegudsITenisussdiudunuessauselovi

2.1.1  sUwuunsAne

msUszifiufunuessaUsloviidunslduuudasmmaasssmansiflodumsnsdiu
FunuUsEAnBHaduiy (incremental cost-effectiveness ratio: ICER) Tumiinsumaedauniagi
ity Wisuifisuaniunsalsswin 1) msfimsnsadansedaadsmalulad MS/MS uazsnulsn
WugnIFuAUaAn uay 2) an1un s lifn13ndANTes (no screening) NsAnWIATIH T
Aengivszdulsauenaudnuaznsdiduvedsanuuuudiass 5 wuudiass Fadulsafianunse
dansosnewmelulad MS/MS uagnugiaeluuszmalne esanmalulad MS/MS ansafanses
Inanglspanmsnsadfisnsaden weglifdununsiansesiifiutumndunulsadfiuiu

2.1.2  Usspnsimanedmiunisusslivdunuessausslevy

msfnwinddtaelseiusnesmuoanuiaasluanadnisualulsamelne fesan
lsanugnssuuatvednsinarsluanatanidulsnniein wazainni1snsiaaanseamisnluwg
ngsmLLATIIUIY 18 Tsanenunadaud® we. 2557 aufls wa. 2563 Faldvhmanmanisnusn
Aeviavian 184,788 918 wunsnusniiadulsaiugnssuumuedndiuau 22 516 (10) AnzERBLAY
Hoyaluiufidnu 6 flufl e 7 a

o & Ao aa & v
AN 7 Wu%ﬂﬂUWLLangﬁﬂqiLﬂ‘Usﬂ@yja

Tsaneguna Uayaysziiou unu | essauselewd | Aneaw
1. #3957 / / / /
2. IV / / / /
3. A0 1TUGUA LA NULYI / / / /
4. Paansal @n1n1vning / - - /
5. 5T3UMARSIRANNTLNYTH - - - /
6. WILUINNHNAT - - - /
7 /

. ATUINYIANEATANTENNG BALLSINGIUIAATUATUNS VDULNU

2.1.3  HAAWSNIFUAIN

maﬁmmﬁ%maé’wémqqﬁumwslugﬂsuaﬂ%im (life year) wazUgun1ie (quality-adjusted life
year: QALY) Fsrnallfannmsiiend ez itinegaauiuaessauslond (utility) Faduani
wansfemnuiianela (preference) vasynnaroanvaunIWsuiAwus 0 (@annefiugfiaavie
Fedin) 89 10 @nnzfiudausanysaliian)
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2.1.4  JUNIIVDINTANW

nsfnwnilldassosmnadany (societal perspective) lumsdssifiumuduamaasugmans
Funuithuniiesgi fe funumenssiiAeaiunsummg lun A¥nvimeiuia aen Aremsiasy
wazuNgeIRiey uagAldieinimumsiiugnnzanufins uenanipmesnsdsauarrusugy
manseilsiifeatunisuimg liua Anfumeniunsinu dems adiinvesitisuazand
gUnsalgIUILAINALAIN i’mﬁgﬂmLﬁanmsu@ﬂmifﬂLLa@EJ'Nla,JLfJuWNﬂﬁImsJigﬁﬁ (AunuANFeLIa
voafigua) (Fa3Ufl 2) nsfnwniaglalldiindiunumedon (indirect cost) fAnannsgaydendnam
s ulensededinneuisdunisvesdUrsusinlunisimsisidunuessauseleviaig
ilosndUisargnusuifiussiuaunmdinvesaues (ngldnsusediugunaseadu proxy) 910
anmzynegildsuieniniutaenienis nda waganuaisannnsmanuniefoansia
drusmlillfuazihszernaniitietmuadsmuisenindumsnuwaginfluindunasmduday
amg mnthamsvhauiinemellauandudunudn andunistunadnsiifindudiasnss
avtulumsvssdufunuessaUsslon azlisudunumsdeuiiininnafigapdeluvosiiaeds
funawslugassumssnviuasiniiu Sasidunsndeuusirlugiionsusefiumalulad iy
guawdmiulszmelne atuil 2 wa. 2556 (MsUszdudunuessnyselovilulszmelvednilg
T¥38feaiu WelvinsAnwamsaTeudeufuldfunisfnwianuduaivedlsadug (50, 51)
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2.1.5 nsauLan

v
& o

nsUszlludunuesTalselevdilnmualiivanisalde 9 lukuudnass (model) 2u3guly

unseagUlsvianualuluuinaeadedinas (life time horizon)

2.1.6 ansrUsuan

nsfnwildnsaunarlunsuseliuginnii 1 U dunuiazkadnsiinlusuianidisian
wanaafiugnusuAlinduyardagtu lnglddnsnan (discounting rate) Sevay 3 ansAuInudnT
nsUTuanilssil

Y]

wartagdu = Gunu vise wadws Nian H/A(1+dns1an)

[
=3

dnsusurunintulueda Insamziuunssnmgnuiulidulndne (we. 2563) lnenis
USumeavilsnaguslaa (consumer price index: CPI) fagns

yaAluiagiu = (CPI T n.a. 2563/CPI U 1) x fuyu o U7 t

A o

o | a
AD IUIUUNUANANINTFIU

—~+

2.1.7  WUUIIABINNLATYFAENS
° s al = & 1% & °
LL‘U‘U‘U']a@Q‘Vl'NLﬁiﬂﬁﬂqam3W1mUﬂqiﬁﬂwqu‘ﬂgﬂizﬂ@Ulﬂm'}ﬂ 2 USeLAnme LuulINandg
decision tree fanandluzuil 3 d1M5UN1391R0ENIUNTAIVBINITANTIAAANTOILIA UATHUUTIADY

wsaevl (Markov model) dwmsumsinassaniuggunmvesielsaiugnIsummuadn

a ¢ v ° L. ) a & a = A o
N153LATIENRIBLUUTIA0Y decision tree (F33UN 3) umMswWieufisuniadentunsiafn
nsealsANugNIsUWAURANTGIdINInGon 2 an1unisal lawn @ unisalfl 1 Ae N158n1505996R
nsaslsaniugnssuauednmemalulad MS/MS laegthelasunisnsafnnsesiasiinisnsiagudy
1 [ dl’ Yo [ 1 =] aa F2Z M Yo [ a
Tululse Faaglisumsinwineutionnsuansmeadin (M1) mngheldlasunisasadanses lald
nsnsedudursenanisannseaudu negative aglasunssnwileafionnisuananismainual (M2)
wazan1un1saiil 2 e Mshiiinsanadansesmemalulag MS/MS sl gliemengdulsatiazlasu
ANSSNBILBLBINTLENINI9AALNLAT (M2)
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Follow-up Confirm test+ @
Diagnosed clinically
<@

Newborn with disease Not diagnosed

MS/MS screening test+

Loss follow-up

Diagnosed clinically
G o

MS/MS screening test-

MS/MS screening coverage Not diagnosed
O rmemscmrmeaeneaes
Confirm test-
(S ——
MS/MS screening test+
Loss follow-up
Normal newborn <p---mmmmmemmmemeeeees

IEM screened by MS/M$

MS/MS screening test-

Diagnosed clinically
B —

Newborn with disease

Not diagnosed

No screening coverage S
Birth cohort
Normal newborn
Diagnosed clinically
N —————
Newborn with disease
Not diagnosed
No screening by MS/M: e R
O

Normal newborn

3UN 3 wuudnaes decision tree Tumsliasigrinisnsiadansadlsaiugnssuavednmemalulad
MS/MS wWiguiteuiivanunsaliilitinisnsiafnnses

MIBnTeimesuudiasniaen ((gui 4-8) Wunsimesmsaniulvvedsaangdaed
fanuzguamluiinnzunsndou dazunsndau wazidedin lnswuudiasunsaonuyaniy
anwaznsinnzunsndeauls 5 wuu laun
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No
complication

Neurological
complication

JUN 4 wuudnaesnseevingulsnil 1,2,3,8 nqulsaiiinnizunsndeusossuulssamuasaued

a i A a v ] °
M1919N 8 ﬂﬁjlﬂ;iﬂwLﬂ@lﬂTJSLLVlﬁﬂ‘?j@UG]@i%‘UU‘UiSa']VlLLaSaQJ@\T IT1UIU 26 Iiﬂ

1.Phenylketonuria (PKU)

2.Maple syrup urine disease
(MSUD)

3. Biopterin cofactor deficiencies
5. Hyperphenylalaninemia

7. Hypermethioninemia

24. Hyperornithinemia with gyrate
atrophy

4. Homocystinuria

3)

25. Tyrosinemia type 2 (TYR

2)

TsaniiguasTudsznalng AZUNINGau
a il WUULAYY | WUUNEN
ﬂfjﬂiﬂﬂiﬂazﬁiu 6. Tyrosinemia type 3 (TYPR | Neurological | laiil

naulsANIABUNTE

8. Multiple carboxylase deficiency
(MCD)

9. Beta-Ketothiolase deficiency
10. Glutaric acidemia type 1

11. Isovaleric acidemia (IVA)

12. Methylcrotonyl-CoA

carboxylase deficiency

14. 3- Methylglutaconyl-
CoA hydratase deficiency
15. 2-Methylbutyryl-CoA

dehydrogenase deficiency
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sandigUaglulsewmdlne

U

ANTUNINGOU

=

L

LUULAY?

LUUNEN

13. 3-Hydroxy-3-Methylglutaryl-CoA

lyase deficiency

naulsansaludiu

16. Carnitine palmitoyltransferase
type 1 (CPT1) deficiency

17. Medium-chain acyl-CoA
dehydrogenase (MCAD) deficiency

18. Short-chain acyl-CoA
dehydrogenase (SCAD)
deficiency

19. Short-chain
hydroxyacyl-CoA
dehydrogenase (SCHAD)

deficiency

naulsn9RTeSY

20. Citrullinemia type 1 (CIT1)

21. Argininosuccinic aciduria

22. Argininemia

23. Hyperammonemia=
Hyperornithinemia-
Homocitrullinuria (HHH) syndrome
41. Ornithine transcarbamylase
(OTC) deficiency
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No

complication

Liver
complication

Liver & Renal
complication

UM 5 wuudaesninenngulsai 4 ngulsaiinnieunsndeusieln vsedu aglaegramilaue
AnnnMzunsndousiuseninele wagsy

M15199 9 naulsaiinnsunIndawinnznsndausials vsedu aglaag1amilauduia
AMIzUNINgouTINTE Il Wavdu 91uiu 1 19a

Tsaniiguasludssnalne asunsndou

Hy Laidl WUULAED WUUREY
ngulsAnsnazilly Liver / Liver+ Renal
29. Tyrosinemia type 1 (TYR1) Renal
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Liver
complication

Neurological
complication

e Death

5UN 6 wuudnaewnsrevingulsnn 5 naulsaiiinnisunndeusessuulssamuazanes visonu

o ! A a v 1 a4 o o
M1919N 10 ﬂa}liiﬂﬂlﬂﬂﬂ']']zLLWiﬂgﬂau@asz‘U‘UﬂszaqwLLagaﬂJ@\‘i $IDAU 1UIU 113?‘]

Tsaifiguneludssmelne AZUNINGaU
Y Lajgi WUULAEA WUUREY
ngulsn299TY e Neurological / | -
40. Citrin deficiency Liver
(NICCDY/ Citrullinemia type
2 (CIT2)
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No
complication

Neurological
complication

Neurclogical&
Cardiomyopathy

JUN 7 wuudnaeunseevingulsndl 6 waz 9 ngulsavitinnizunsndousiossuuUssamuazaues

LANANILENINYIUTINVDITLUVUT LA MWALENDY hazna1uliamlalaung

M1319% 11 NFUlsATANN1IEUNINTRUADTEUUUTTAMUALALDY LI ANNILUNINTIUTINVDY

srUUUsEaAMLaTauad waznanuiemlaiaund 911U 10 1sa

TsandigUaglulsewmealne

Y

AITUNITNYDU

i

Lajgi

LUULAYA

BUUNAU

naulsansalusiu

30. Propionic acidemia (PA)

31. Multiple acyl-CoA
dehydrogenase deficiency

32. Very long-chain acyl-CoA
dehydrogenase (VLCAD) deficiency
35. Carnitine-acylcarnitine
translocase (CACT) deficiency

37. Carnitine uptake defect (CUD)
36. Neonatal carnitine

palmitoyltransferase type 2 (CPT2)

deficiency

33. Long-chain
hydroxyacyl-CoA
dehydrogenase
(LCHAD) deficiency
34. Trifunctional

protein deficiency

Neurological

Neurolosgical +

Cardiomyopathy
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sandigUaglulsewmdlne ATUNISNYoU

Y

Y laigi* LUULAYA LUUNEY

ngulsANIABUNIE
38. Isobutyryl-CoA
dehydrogenase

deficiency

39. Malonic aciduria

No

complication

Neurological
complication

Neurological
&
Renal
complication

5UT 8 wuudnaeansmevingulsai 7 ngulsafiinn1izunsndousiaseuulseamuazauss waiin
AMEWNINGaUTINTENINTEUUUSEAMLaYaNe Lavle
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A1519% 12 NAUlSATAANIEUNINTRUADTEUUUTEAMUALALDY LA IAANIZUNINTBUTINTENIN
ruuUszauazaes wazln 91uiu 3 e

Tsaniiguasludsenalng AMTUNINGau
Y Taigi* WUULAYA WUURNEY
ngulsANIABUNIE Neurological | Neurological + Renal

26. Methylmalonic acidemia
(MMA)
27.Adenosylcobalamin
synthesis defects

28. Combined methyl

malonic acidemia and

homocystinuria

2.1.8  AUNAFIUVILUUINABIUTIEALIDEA Al

1. TemaideTinanlsalunsdifilsfunmsdansasliinandeyanumuissunssunisniaada
NF9IMIINWINLAR (newborn screening) Iuﬂssmmjﬂu 1ny Yamaguchi S et al, 2013 Fanuilena
Fediauasfinnsanasdesay 64 Wnisuldanddmsunnlsalunuusiaes sniiulsa Tyrosinemia
type | %awuiamamiLﬁaﬁ?ﬁmmﬂiiﬂqqﬂfiﬂiﬂiumjm%u6‘] warnuIMsfnnsesiefinlenianissen
Winfovay 67

2. Sasmsinamzunsndeuludiildsunsdansosndulsadl 1, 2, 3, 8 anasiesas 35 e
NndeyanisiinnzunsndousesyuUssanuazaues vesgtasannlsme1una 4 wis lesunis
dansesarldldsunisdanses waglunuuiiaemedsadulenalunsfinnzunsndou anasdes
ag 64 ma%’auﬂamsﬁﬂwﬂuﬂszmﬁfﬁﬂu Tng Yamaguchi S et al, 2013 15a Tyrosinemia type | &4
WUIINITANNTDITI8aALaNIENITIANN1IEUNING dUS 088 50-65 MINUTLLANYDINITLAA
ANZUNINGoU

o

3. Ton1an1smenNAMEunINdauva lnsun1saansedgening kilisunisAansesieuas
20 Faduauufignuvegide

4. ez IdeldaunAgiuimniinisAansesluseiulssna Sevay 10 Ve Nilnan13AANTBN
Wuuanazunnsinnuansunisiiade

2.1.9  audsntdlukuudnass
guAnsalvaslsanaulalunisfnm

gufinsalvedlsanaulalunis@nulddeyaanlasenisinsenisnsiadansedlsaiugnssuw
mvedn lagldimalulad MS/MS luiiuiinsunnuniuas lud w.a. 2557-2563 wuindgUAnisal
1:8,400 378
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ananaziduvesnisasuaniusgunn

Az dulunisiuasuaniugguam (transition probabilities) Auuuudtasssaewls
31NNITIUTINteyayssiloudUie Tulsaineiuia 3 wis lawn Tsaneunadisny lameuia
$NBUR wazantuguaminuiendy Jadidiunuitheromn 180 e Wulthene 89 918 uas
fihends 91 30 flongiads 8.23 U (drudsauuanmsgiu = 6,81 T) aunsousnmunuudiaes fail
ﬂﬁiuiim'ff 1,2, 38 ﬂ&juisﬂﬁLﬁmmazLmiﬂ%’audaizwﬂisamLLazamaa 191994 91 518 legdl
F1uugtne 51 MeiifimafnamzunsndeulardmasioidsunUasaniugaunm ngulsad 4 ngu
TsafiAnnzunsndousels uiedu egrslaogrmdsudninnnzunsndeaussuszningde uazdu
$1uru 6 319 wazynTeiimaAnaMzunIndeufidmaiensiUdsuldasaniuzguain ngulsad 5
naulsafilinnnzunsndeuressuvlssamuazaues wiofu dd1wau 10 918 Tneddraugvoe 2
efifinaAnamzunsndeulardmasioldsunUasaniugaunm drungulsed 6 uaz 9 ngulsai
AANIEUNINYBUADTEUUUTEAMKATANDY WAUAANITUNINYBUTINVDITTUUUTEAMUAZELDY
wazndundevalafiaund ddwau 24 918 Taeddwaudiae 19 Medfinnninnmeundeuuns
dsnasiowasuudasaniuzauan uazngulsail 7 ngulsafitinnnzunsndousoszuuuszainuas
#1049 kAN MITNINGUTINTENINITEUVUTEAMLAZaLDY wagln 197110 14 918 Teeddiuiu

AUae 11 91niinsiianieunsndounardnanaiudeuluaianugaunIneanns e 13

M19199 13 HadnsveInssnyIdagiuvetiennlsame1uadiny Ismeiuasunsud way
A0 10UgUA AN ARSI TE

A0ULHUAMN Ul (AY)

LUUINaee 1, 2, 3 way 8 (N=91)

No complication a0

Complications 51

LUUINa89 4 (N=6)

Liver complications 1
Renal complications 1
Liver and Renal complications a4

LUUI889 5 (N=10)

No complication 7
Liver complications 1
Neuro complications 2

LUUINa09 6, 9 (N=24)

No complication 5

Neuro complications 14
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A0TUTFUNIN UURUY (AU)

Neuro and Cardio complications 5

LUUINa9 7 (N=14)

No complication 3
Neuro complications 7
Neuro and renal complications aq

ToyaRINE1IQNUINTIATIZYINTTEATN (survival analysis) iivenlenialunisiUdeuaniug
gunm Inewaniaiauuslunsnd 14 anziidelnszianuiiasduvesnisiieuaousguam
lngaunisiwin Jellseazidendil (52, 53)

S(t) = exp {—H(t)}
H(t) = AtY

tp(u) =1 —exp {A(t —w)¥ — At"}

S(t) = probability of survival as a function of time; H(t) = cumulative hazard; A (lambda) =
scale parameter; t = time in years; Y (gamma) = shape parameter; tp(u) = transitional

probability of event during the cycle, u = cycle-length of the model
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M15719% 14 AdUUIEENDIINN1TIAIIZY parametric survival analysis (Weibull distribution) ldlunisAuwannuiesduvesnisideuaauzagunn

Probability of complications

Disease group 1&2&3&8

nocomtoneuro

cons_noZneu_s

-2.7926

Constant in survival analysis for baseline hazard

lambda _no2neu s

0.1453

Lambda parameter survival analysis (depends on chosen mix of above coefficients)

gamma_noZneu_s

0.5855

Ancillary parameter in Weibull distribution

b_duration_no2neu s

0.1004

Duration coefficient in survival analysis for baseline hazard

CoNs_no2neu_ns

-0.7319

Constant in survival analysis for baseline hazard

lambda_no2neu_ns

0.4810

Lambda parameter survival analysis (depends on chosen mix of above coefficients)

gamma_no2Zneu_ns

0.5341

Ancillary parameter in Weibull distribution

duration_no2neu_s 8.6 | Duration of d1 patient develop neurological complication
nocomtodeath
cons_noZ2death s -1.5388 | Constant in survival analysis for baseline hazard

lambda_no2death s

0.0630

Lambda parameter survival analysis (depends on chosen mix of above coefficients)

gamma_no2death s

0.6509

Ancillary parameter in Weibull distribution

b_duration _no2death s

-0.1495

Duration coefficient in survival analysis for baseline hazard

cons_no2death ns

-1.5388

Constant in survival analysis for baseline hazard

lambda_no2death ns

0.0630

Lambda parameter survival analysis (depends on chosen mix of above coefficients)

gamma_no2death ns

0.6509

Ancillary parameter in Weibull distribution

b_duration no2death ns

-0.1495

Duration coefficient in survival analysis for baseline hazard

duration_no2death _ns

8.2

Duration of d1 patient dying from no complication

neurotodeath

a2




cons_neu2death s

-1.6968

Constant in survival analysis for baseline hazard

lambda_neu2death s

0.0471

Lambda parameter survival analysis (depends on chosen mix of above coefficients)

gamma_neu2death s

0.8589

Ancillary parameter in Weibull distribution

b_duration neu2death s

-0.1562

Duration coefficient in survival analysis for baseline hazard

cons_neu2death ns

-1.6968

Constant in survival analysis for baseline hazard

lambda_neu2death ns

0.0471

Lambda parameter survival analysis (depends on chosen mix of above coefficients)

gamma_neu2death ns

0.8589

Ancillary parameter in Weibull distribution

b_duration neu2death ns -0.1562 | Duration coefficient in survival analysis for baseline hazard
duration_neu2death ns 8.7 | Duration of d1 patient dying from neurological complication
neurotonocom

cons_neuZnocom_s 0.7516 | Constant in survival analysis for baseline hazard

lambda_neu2nocom s

0.0733

Lambda parameter survival analysis (depends on chosen mix of above coefficients)

gamma_neuznocom_s

1.4367

Ancillary parameter in Weibull distribution

b_duration_neu2nocom s

-0.3912

Duration coefficient in survival analysis for baseline hazard

CONs_neuzZnocom_ns

-4.8551

Constant in survival analysis for baseline hazard

lambda_neu2nocom ns

0.0078

Lambda parameter survival analysis (depends on chosen mix of above coefficients)

gamma_neu2nocom_ns

0.0078

Ancillary parameter in Weibull distribution

duration_neu2nocom s 8.6 | Duration of d1 patient recovering from neurological complication
Percentage of death reduction among screened patients compared to non-screened
pdeath reduct d1 0.64 | patient
p_recover increase 0.2 | Probability of recovery increasing from early treatment
agedx_screen 0.6 | Initial age at diagnosis - screen
agedx noscreen 1.0 | Initial age at diagnosis - no screen

a3




Disease group 4

nocomtoliver

cons_no2liv_d4 -1.22 | Constant in survival analysis for baseline hazard

lambda_no2liv_da 0.30 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_no2liv_d4 1.38 | Ancillary parameter in Weibull distribution

nocomtorenal

cons_noZrenal_d4 -1.98 | Constant in survival analysis for baseline hazard

lambda_noZrenal d4 0.14 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_noZrenal_d4 0.47 | Ancillary parameter in Weibull distribution

livertorenal&liver

cons_liv2renalliver_dd -2.16 | Constant in survival analysis for baseline hazard

lambda_liv2renalliver_d4 0.12 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_liv2renalliver_d4 0.75 | Ancillary parameter in Weibull distribution

renaltorenal&liver

cons_reZrenalliver_d4 -2.16 | Constant in survival analysis for baseline hazard

lambda_reZrenalliver_dd 0.12 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_reZrenalliver_dd 0.75 | Ancillary parameter in Weibull distribution

livertonocom

cons_livZnocom_d4 -0.94 | Constant in survival analysis for baseline hazard

lambda_liv2Znocom_d4 0.39 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_livZnocom_d4 0.63 | Ancillary parameter in Weibull distribution

p_recover_increase_d4 0.20 | Probability of d4 patient recovering from liver

nocomtodeath

cons_no2death d4 ns -1.54 | Constant in survival analysis for baseline hazard

aa




lambda_no2death d4 ns 0.06 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)

gamma_no2death d4 ns 0.65 | Ancillary parameter in Weibull distribution

b_duration no2death dd ns -0.15 | Duration coefficient in survival analysis for baseline hazard
duration_no2death d4 s 8.60 | Duration of dd patient dying from no complication - screen
duration_no2death_d4 ns 8.20 | Duration of d4 patient dying from no complication - no screen
renal&livertodeath

p_die liver d4 late 0.83 | Probability of d4 patients with late diagnosis dying from liver complication
p_die liver_d4 early 0.17 | Probability of d4 patients with early diagnosis dying from liver complication
p_die renal d4 0.13 | Probability of d4 patients dying from renal complication

Percentage of reduction in liver failure for screened patient compared to clinically

pliver reduct d4 0.50 | diagnosed patient

Percentage of reduction in renal tubulopathy for screened patient compared to

prenal_reduct dd 0.65 | clinically diagnosed patient

Percentage of reduction in early death for screened patient compared to diagnosed
pdeath reduct _dd 0.67 | patient

Percentage of patients in early diagnosed group requiring orthotopic liver

OLT early d4 0.23 | transplantation (when nitisinone is not available)

Percentage of patients in late diagnosed group requiring orthotopic liver transplantation
OLT late da 0.86 | (when nitisinone is not available)

Disease group 5

nocomtoliver
cons_no2liv_d5 -2.732 | Constant in survival analysis for baseline hazard
lambda_no2liv_d5 0.065 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
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gamma_no2liv_d5 0.256 | Ancillary parameter in Weibull distribution

nocomtoneuro

cons_no2neuro_d5 -2.286 | Constant in survival analysis for baseline hazard

lambda_no2neuro_d5 0.102 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_no2neuro_d5 0.438 | Ancillary parameter in Weibull distribution

livertonocom

cons_livZnocom_d5 -0.938 | Constant in survival analysis for baseline hazard

lambda_liv2Znocom_d5 0.391 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_liv2Znocom_d5 0.634 | Ancillary parameter in Weibull distribution

p_recover _increase_db 0.200 | Probability of d5 patient recovering from liver

nocomtodeath

cons_no2death d5 ns -0.149 | Constant in survival analysis for baseline hazard

lambda_no2death d5 ns 0.253 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_no2death d5 ns 0.651 | Ancillary parameter in Weibull distribution

b_duration no2death d5 ns -0.149 | Duration coefficient in survival analysis for baseline hazard

duration_no2death d5 s 8.600 | Duration of d5 patient dying from no complication - screen

duration_no2death_d5 ns 8.200 | Duration of d5 patient dying from no complication - no screen

neurotodeath

cons_neu2death _d5 ns -1.697 | Constant in survival analysis for baseline hazard

lambda_neu2death d5 ns 0.047 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_neu2death d5 ns 0.859 | Ancillary parameter in Weibull distribution

b_duration neu2death d5 ns -0.156 | Duration coefficient in survival analysis for baseline hazard

duration_neu2death d5 ns 8.700 | Duration of d5 patient dying from neurological complication - no screen
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pdie_liver d5 0.115 | Probability of dying from liver complication

Percentage of reduction in complications for screened patient compared to diagnosed
pcom reduct d5 0.640 | patient

Percentage of reduction in early death for screened patient compared to diagnosed
pdeath reduct _db 0.640 | patient
Disease group 6&9
nocomtoneuro
cons_noZneu_ns_dé6 -0.704 | Constant in survival analysis for baseline hazard
lambda_no2neu ns dé6 0.495 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_no2neu_ns _d6 0.464 | Ancillary parameter in Weibull distribution
nocomtodeath
cons_no2death ns dé6 -2.001 | Constant in survival analysis for baseline hazard
lambda_no2death ns d6 0.135 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_no2death ns d6 0.709 | Ancillary parameter in Weibull distribution
neurotodeath
cons_neu2death ns_d6 -1.366 | Constant in survival analysis for baseline hazard
lambda_neu2death ns dé6 0.255 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_neu2death ns dé6 0.662 | Ancillary parameter in Weibull distribution
neurotonuecar
cons_neuZnuecar ns_dé6 -6.144 | Constant in survival analysis for baseline hazard
lambda_neu2nuecar_ns_dé6 0.018 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_neuznuecar_ns_d6 0.604 | Ancillary parameter in Weibull distribution
b_duration ns dé6 0.397 | Duration coefficient in survival analysis for baseline hazard

ar




Duration of dé patient developing neurological complication to neurological

duration_d6 5.360 | complication and cardiomyopathy
nuecartodeath
cons_neucar2death ns_dé6 -0.644 | Constant in survival analysis for baseline hazard
lambda_neucar2death ns_dé6 0.525 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_neucar2death ns d6 0.433 | Ancillary parameter in Weibull distribution
Percentage of death reduction among screened patients compared to non-screened
pdeath reduct _dé6 0.640 | patient
Percentage of reduction in complications for screened patient compared to diagnosed
pcom_reduct dé6 0.640 | patient
Disease group 7
nocomtoneu
cons_nozneu_ns_d7 -0.525 | Constant in survival analysis for baseline hazard
lambda_no2neu ns d7 0.591 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_no2neu_ns_d7 0.778 | Ancillary parameter in Weibull distribution
nocomtodeath
cons_no2death ns_d7 1.125 | Constant in survival analysis for baseline hazard
lambda_no2death ns d7 0.003 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_no2death ns d7 1.234 | Ancillary parameter in Weibull distribution
b_duration no2death ns d7 -0.858 | Duration coefficient in survival analysis for baseline hazard
duration_nocom2death d7 8.000 | Duration of d7 patient dying from no complication

neutonocom (use model 1)

neurotoneurenal

a8




cons_neuZneurenal_ns_d7 -2.492 | Constant in survival analysis for baseline hazard
lambda_neu2neurenal ns d7 0.083 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_neuZneurenal_ns d7 0.736 | Ancillary parameter in Weibull distribution
neutodeath
cons_neu2death ns_d7 2.347 | Constant in survival analysis for baseline hazard
lambda_neu2death ns d7 0.000 | Lambda parameter survival analysis (depends on chosen mix of above coefficients)
gamma_neu2death ns d7 3.041 | Ancillary parameter in Weibull distribution
b_duration neu2death ns d7 -1.631 | Duration coefficient in survival analysis for baseline hazard
duration_d7 8.430 | Duration of d6 patient dying from neurological complication
neurenaltodeath
p_neurenal2death d7 0.167 | Probability of dying from neurological and renal complication
Percentage of reduction in complications for screened patient compared to diagnosed
pcom reduct d7 0.640 | patient
Percentage of death reduction among screened patients compared to non-screened
pdeath reduct d7 0.640 | patient
age dxnoscreen d7 1.428 | Initial age at diagnosis - no screen

a9




UszAnSwauaziaudsiitieaiunisnsavdansas

AUl (sensitivity) WazAUINWIE (specificity) 903n15RTI9ARNToIMIEmALULlad MS/MS
I¢nmanumunssunssy wennisdiuUsduaunsouaguuaInInTIafanTasd iy Base
Case l#annisdrmadneninmssndunudsiludeutssan 2564 Snsnsliaansaiania
Auaeidifunisitade auedidedsannfgiuiisenay 10 wnndtnsdudulassnisiisedly
nyamvuasildwuddnnsosiitinaduuinudliiniunsidede wiluaniunisaitierafatuld
nazdndugtieililldsumssn Ausmandudieildsunssnusedlul na. 2557-2563
mssnedugtsfiaaiazwluuiasl wdnhumwnaade fnsed 15

A1519% 15 TayauseanNaLazmLUINNgITUNITATIAAANTO

ALaAY
fianys (AuAAIALAADY Fuuunis 91994
UINTFIU) Ee

gURN13al 1:8,400 Beta Joyan1saniiulasinisiises
ATIAAANTBIMITAINALAAT
2557-2563 U84 TN.ATI1Y

ANLIvEY MS/MS 99.995% Gamma Ceglarek U et al 2009 way
Yoon HR, 2015

AUINNIZUDI MS/MS 99% Gamma Ceclarek U et al 2009 way
Yoon HR, 2015

JPUALAIUATOUAGUVRY 0.11 Beta ToyAINITNATINY Wag TNLAN

N13ANNTa (full capacity U w.e. 2564

2564)

dndngtaeilianunsn 0.10 (0.90) Beta AuuRgY

ARANLNITUNITINEN

dnadrugirenlalizuns 0.87 (0.06) Beta ToyaNTN.ATIY TNIAN TN,

Fiady PaINTAl wazlsaneIua
59015UA U w.A. 2557-2563
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UszinSuavasnsinengiiessesnaulionnsnieadidn (ldsunisdanses) wieudunis

Snwviasiionn1sniendin

P a a ) P | = aa Yo o = Y
M13199 16 UseanSuavesn1sinwdthessegnoulionnmeniin ((Wsumsdanses) Wiguduns
ShwmdsdiennismeedinlusewmegUu

Disease NBS Symptomatic
(MS/MS screening) (shimane)
No. of case 115 196

Organic acid disorder 70 144

- Normal development 58 (83%) 28 (19%)

- Handicaps or death 12 (17%) 116 (81%)

Fatty acid disorder 45 52

- Normal development 40 (89%) 25 (48%)

- Handicaps or death 5(11%) 27 (52%)

fan: (5)

Usvandnalunisanlentanisiinnneunsndourazanlon1anisidedinanlsanugnssu
muedanl#snmsnumnsIunssy Suduteyaussavsnavesnsdansesanmsdnulussmadiu
fifidunsnsadnnsesmsnusniAauuuiisdnulse nuimainnnzumsndeutaznndedin
anassevay 64 AnziveldUTEASHaRgTUNNNgULsA

v
Auvu
aunudmiunisAansedddtayanisiiasieidunuseniigvedlsang1u1ads sy lngnudn

£ 1

sunualng i dudunuarianduldes uazdiodinssiduyuneviieglul wa. 2563 911N159999

9

91U 7,108 f19819 WuIAuUsievite Wity 500 Um

o

FIUN1TAUY dndu (Fovaz)
AL 2

YanAudes 81

AEDuSIAN 1
ATUTUITIANT 16

[y [

AUNUNIINTINTIRELAE N YL IMILEN1IEa YA N YR UIEUAEAUKUUTIRRI U o
Usgnaumenumu il

1. enl¥dnedUqgusn (OPD) AMuiauennuUsEiankuuItaeuazani1szaua el Ule lagly
Tayavingudeyalsaneiuia 4 wislumsawin wasusuduyarlul 2563 dedviisinn
AUSlnA WagUTuee cost to charge ratio Yadlsaneuladue (1.63) (54)
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Ald91eE Uy (IPD) ATUIMLENAINAN1IEFVNINLAEAUUTEANLUUTIABUY U 81U
AldneEUeuen
dunuilinduneufiazldfunsinuiigudlsamentunsdiUasldsumsdnyndsdennmsuans
yanddin Amanizluan deldinanmsienesigiudeyanisléuinmenisumdvesiaei
WUU OPD waz IPD uarUsuiduyaalul 2563 medaiismiuilan uasUiumednsaiusumu
#9318 (cost to charge ratio) vadlsaneunague Ssiiawiiiy 1.63 (54)
Ae$nwilsn (Medical costs) Ao Arenitlaildgnaauegludildane OPD/IPD Auanuenlngld
Foyausinmunsldemudmidndvesiiae Tneuvadu 4 92307 18ur 01y 0-3 T fvualy
hwiindaiade 10 Alanda; 07y 3-6 U dvualimindaade 15 Alandy; 018 6-12 U dvusls
hwiindade 20 Alan3u; 01guinnd1 12 T fwualvhwidndaeds 30 Alansu
A1 metabolic formula fie AusLmUBARALILLENTIElsAMAUT ALY wagduauT
filduy uazmanedsifioldluuuudiass
duyunnensadilaifgafunisunng (direct non-medical costs) WU AnAumg A191115 AN
wisoonidu 2 nsdl ouA nsdifthelsifianzunsndeu waznsdlitrefinnzunsndousiusie e
Anandeyanisdunwalfunasesiae lasdmualiniswuunndianis maiuw‘mlm
AMzumsngoudi 0-1 maua A 'ﬁ'mdav 12 ads U7 2-4 wuuwns 2 mauﬂsq uday 6 ﬂﬁﬂ
B 5-6 wuunmg 3 Wounds saudar 4 At 97 6 usulunuunmd 6 Weunss aTas 2 ady
mngUasfinngunsndeunsnuimgasiiatu tae U9 0-1 93liag 19 ads T 2-4 wuunmd
s2daz 10 ade D7 5-6 wuunndoudos 6 afs 37 6 1Buduly nuunmdsudas 3 ale
uenndngiheiinnzunsndoudedlunuunmslndtuiiefamuenisduiaminis Sy
é’unumiLﬁumﬂlﬂ%’umi%“ﬂwﬂuisawmmainé’ﬁmiuﬂﬁ 0-1 14,975 v 37 2 1Huduly 6,900
unsial
FuyuAnifiads Tdoyanusnanisirevameves avay. 7 3,500 umsden1nea 1 Ads
Fununsnssiliifeafunsumdainnisguanuulsidumanis Tiua
a. fununsguauvuliiunenslunsdinguaslunuummd Auiaennisgydendn
amvesgguaiiongtaelunuunng
b. Funuanmsgaidendaninlunisiauvesgqualunsdlarnuienguieidunisiy
Isanenualunsalgtheluiiniegunsndou
c. FunuanmsgydendaniwlunisvihnuvesqualunsdarnuiiiongUlsidumsly
Isanenualunsalgiednrizunsngou
d. dunumsquanuuliilunmenislunisguadfinnzunsndeu Auiaainnisgydends
AMYDIEAUA
e. funuarnmsgadendanimlunisviauvesfquaiil ounquavaelunsadsvied
Mazunsngeu azdesiinisguanuy full time lnsyanalayananienasniaal uazly
ALLIY average wage per capita Tud 2563
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v

unuNsShwade (Un/auAdl)

M131991 17 suulumssnwiaie (Vin/awd) vewthelsaiugnssuunuaandunauUszny
WUUTIABILAZAN1IEAUN YRR

Aunu (Cost)

ngulsa

1,2,3,8

ngulsA

4

ngulsa 5

ngulsa 7

ngulsa

9,6

ANgSNYILSA

5,066

594,447

1,734

10,373

4,783

ANULIATUDAN

76,126

200,000

70,914

88,372

AlddnegUaeuen nsallydl
AMzunIndeu

27,359

14,553

14,553

14,553

27,359

AlddnegUaelu nsdllid
AMzunIndeu

54,343

69,706

69,706

69,706

54,343

AldanegUeuen nsaid
AMEUNINTRUNNTEUUUTEAMUAE
duad (Neuro)

36,506

35,589

35,589

36,506

At Uaelu nedld
AMunINdoun1esEuvUsTamLay
duad (Neuro)

109,238

109,448

109,448

109,238

AldanedUieuen nsidl
NITENINGBUNIEU (Liver)

131,119

131,119

Altaneg el nedld
NITENINGBUNIEU (Liver)

601,458

601,458

AldanedUieuen nsaidl
nzwnsngauni1slen (Renal)

264,564

10

ALt ety nedld
nzwnsngauni1sln (Renal)

729,879

11

Altaegdieuen Nyl
nmzunIndouniwiuiazle (Liver &

Renal)

274,386

12

ALt Uaely nedld
AmzunIndouniwiuiazle (Liver &

Renal)

772,174

13

AldanedUieuen nsidl
AMEUNINGBUMSTEUUUSEAM

a199 hazle (Neuro & Renal)

68,401
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ngulsa | naulsa ngulsa
Gyl Auyu (Cost) ngulsa 5| ngulsa 7
1,2,3,8 4 9,6
14 |Anlg3nerUagly nyaldl - - - 1,249,667 -
NNEUNINYIUNIITTUUUSEAW
7109 wagls (Neuro & Renal)
15 |AnlganegUasuen nsail - - - - 42,478
NNEUNINYIUNIITTUUUSEAW
g9 wagila (Neuro & Cardio)
16 |AnldanerUaglu nyaldl - - - - |1,128,142
ﬂ’]’l%LLWiﬂ%@u%’Ni%UUUi%ﬁ’m
g9 wagila (Neuro & Cardio)
17 [il4sne OPD/IPD Antureuldsu| 27,473 | 27473 | 27,473 | 27,473 | 27,473
mssnwigudlsamenn Tunsdl
AU8KUU late diagnosis
18 unumanseilalddunsunnd nsalliiinnsunsndou
Vafi 01 T 29,748 | 29,748 | 29,748 | 29,748 | 29,748
V¥iaft 23 1 14,874 | 14,874 | 14,874 | 14,874 | 14,874
Vait 45 T 9,916 9,916 9916 | 9,916 | 9,916
U337t 6 Fuld 4,958 4,958 4,958 | 4,958 | 4,958
19 dunuynansedilallisumsunme nsdifianzunsndou
a7 0-1 Y 62,075 | 62,075 | 62,075 | 62,075 | 62,075
Viait 2-4 T 31,690 | 31,690 | 31,690 | 31,690 | 31,690
Und 56 U 21,774 | 21,774 | 21,774 | 21,774 | 21,774
Y33nd 7 uld 14,337 | 14,337 | 14,337 | 14,337 | 14,337
20 |Pnsranieslfuinisitiagy 3,500 3,500 3,500 | 3,500 | 3,500
21 | #umu informal care vasgfgualunsalannufiongtheiiumalulsmenualunsdliiae
lifinnzunsngeu
V¥af 0-1 ¥ 14,576 | 14,576 | 14,576 | 14,576 | 14,576
Viait 2-4 T 10,212 | 10,212 | 10,212 | 10,212 | 10,212
Uind 56 U 8,757 8,757 8,757 | 8757 | 8757
Y33nd 7 Juld 7,303 7,303 7,303 | 7,303 | 7,303
22 | $umu informal care vesgqualunsdianauiiongthefiumsiulsmeuialunsaliioe
dnmgunsndou
Va7 0-1 Y 32,989 | 32,989 | 32,989 | 120,586 | 32,989
Viait 2-4 T 26,443 | 26,443 | 26,443 | 26,443 | 26,443
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ngulsa | naulsa ngulsa

Gyl Auyu (Cost) ngulsa 5| ngulsa 7
1,238 4 9,6
V0T 5-6 235304 | 23534 | 23534 | 23534 | 23534
U3ai 7 JulY 21,352 | 21,352 | 21,352 | 21,352 | 21,352

23 [unU informal care SUBQE:J:QLLG 70 - - - - -
msaydenannmlunisiinunsd
Atelifinnsunsndau

24 éfmqu informal care GUGQEE@LLG 120,586 | 120,586 | 120,586 | 120,586 | 120,586
MnNsgadenannmlunisinany

a Yo = ¥
ﬂimﬂﬂﬂ’)ﬂmﬂ’]’l&miﬂ%@u

YaELye)

* lyllgialdsununuedn (esangUaefiuuy lactose free formula (laifiAnuunazy3an
n3ldu)

* dwiuite wuudiaesdl 4 waziannzunindeusesuiisazldsunissnwisnisugn
esuidlefinefiongld 2 T (Cycle 71 2) fialdTglunssidinyszam 1 Suum windmintuas

[y a

Jualdarglunmssnwainisdiafies nmslienagifuiunazinnineints dddusuudiaesifne

9

g1 nitisinone @N1E 2 TYwsNNauUNSHIAMUAsUAN8FAU

A1asIUselav

ArossUstlevilddsnmsdunvalguadUisdiuau 74 au laglduuuiuteya EuroQol
five-dimensional questionnaire (EQ-5D) aUu proxy wag Visual Analog Scale 981915 UNARIN
msduasainuisdlngianusguamilifinnzunsndeudedidessousslonilndifssiy
anmeUnd uazlinugtaglutisiiiinnzunsndeusingg Yseneufunsifiuteyaiidediinilesaneg
Tutsnisszuinvedlsaindelafalalsun 2019 auzdidedddteyanssnussloviannsfine i
¥94 Thiboonboon et al, 2015 Falgnanmsliazuuuessausslevilnounmeddidorvay

M13197 18 JayaduusAessauslevunldlunuuinaes

Aressauselevilag
d JUnuUNIg v -
daug 1Rae (A1AUAIN 81499
“ N5z

LARDUNINTFIU)
ArenlasunisAnnseswazliiiin 0.93(0.02) Gamma Proxy data
ANMBUNINGDU
Arenlulasumsdansesuazliiin 0.85 (0.05) Gamma Proxy data
ANMBUNINGDU
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HUreAnnIzunsndaunesEUUUsYam
uaraues

A9 haYIla

nqulsa 1,2, 3,8 0.00 (0.04) Gamma Thiboonboon et al,

naulsa 5, 6, 9 0.05 (0.95) 2015

ngulsn 7 0.16 (0.18)

Qﬂwﬁ'Lﬁmmmmiﬂ%auwmlm 0.45 (0.16) Gamma Thiboonboon et al,
2015

Qﬂ?&lﬁLﬁmmmmiﬂﬁﬁaumqﬁu 0.41 (0.20) Gamma Thiboonboon et al,
2015

i{ﬂu&lﬁ'LﬁmmwLmiﬂ%umﬂmmxﬁu 0.00 (0.28) Gamma Thiboonboon et al,
2015

fuheiAnnnzunsndeumsszuulszam 0.14(0.22) Gamma Thiboonboon et al,

dupd Lagle 2015

fuheiAnnnzunsndeumsszuudsam 0.00 (0.28) Gamma Thiboonboon et al,

2015

/EIMISN 1]

AtassauselevilunisAnuwid (utility) T938n15n5¥a18uuULANL (gamma distribution)
WinaanAnessauseleviotadiafnauluuiensal (worse than death) Feldaunsaldnisnszane
WUULUAN (beta distribution) iin13nsganelugae 0-1 Aeiuidsdulaglden disutility wnu (1-utility)

Feaganunsalinisnszatewuuknusintunsgule

2.2 msaTeidoys

221  MIUATIIAUNULTIAUTElEBIVDIN1INTIVAANTDY

n153AsIziRuuessaUsylerd (cost-utility analysis: CUA) iunisidieuiisudunuuay
HASNSNINEVNN wazAIUIMEATI@IUAUN UUTEANTHAdIULAY (incremental cost-effectiveness

ratio: ICER) sewindanunisalilidiinisnsiadansedlsanugnssuiunuadnusaiin1ssnuva Uil
2INTHANINIIATTN AVADIUNITAUNTNITATIVAANTOILIANUTNITUUAIUBANTTADY 9| A2
walulag MS/MS udiiinissnwneugUheiiannisuananiendiln lagn1sinseimnanesnuny

! = 14 % dy
LLa%NaﬂN%@ﬂﬂEﬂﬂTﬂ%ﬁj?jﬁi NU

Cost (IEMs by MS/MS) — Cost (no screening)

ICER =

QALYs (IEMs by MS/MS) — QALYs (no screening)

222  mATzRdunuesTaUstleriuain1sine

N15UTEUTIBUAUYULAZHAGNENAVNIN kagAIUIUERTI@INAUNUUTEANTHad Uy
senImsinwidUieneuiisziannsuaninieadiln uazn1sinemaeaing Uigiennisuanania
Aalln Fan1sieseitudiuiazlisniunuueinisnsnafansodlsauiansuanIzn1ssnsIeg1

a ¥ v dy
Wil lngldgns dil

56




Cost (early treatment) — Cost (late treatment)
Treatment ICER =

QALYs (early treatment) — QALYs (late treatment)

223 msaanzianuldmiuanaliuiueuvesdaudsildluwuuinaes
n1sesizianulidmiuauliuiusuvesdiudsnldlunuudiaesaney 3981938013

szt 3 35 saswazdunseluil

1. mylensienulidudueuiuumaies (one-way sensitivity analysis) Ingni1siuesa
wsiaulafiazs uazivualimudsdy 9 wiﬂuuwmaammmm YINTHULUTA
wsildlumsfinnilfio fvusssduadeduiifesas 95 vosauus mnfauuslelad
Amdetuiifesas 95 19n1susuadunaranasiesas 30 Wudu Fuilinsuinm
wUslaiidnsnauntiossionn ICER fasuudas Instiauenasgluguuuy tormado
diagram

2. msiavianuldudusuiuuanuiazdu (probabilistic sensitivity analysis: PSA)
TaBn13¥1 Monte Carlo simulation $1uau 5,000 A% Fadunisduardiuusionuely
wuudnaeslunseu q dunudnwaesssuvIRnsianLadeyalaun Beta (N13N52AE67
yosdoyafiiAI5Ening 0-1) Gamma (M3nTEaefIvesteyafidaIszning >0 i +oo)
uag Lognormal (M3nszanefiivesdeyafiia1sening >0, 1.0, >1) uazauesanis
AT UFURUY cost-effectiveness acceptability curves wanIAMUFURUSTEn31g
seiuATURNALAsINuTANANA T miladnese 1 Tauanefifiudy

3. N1331ATIY scenario analysis Ingn 15IUA BuAINATEUAGY AUNUAIAANTEY LAt
ptfinnsaiveslsafiasdauys niedsustsanmandondu sauvaduyumInsedy
msunnd (F3nwuazAidads) andndesar 50 diauaidiuen ICER funnsnaiu

2.3 sudeuignisfnerduyuaniuiulig (cost-of-illness) vasfUqalsanugnssaaniuadn
anizf{ideAnudunuauuisvesitislsaiugnssuunuedn TngUszinnuesiuyui
thundiesesisznaudie 1) fumumnansa (Direct cost) F9UsznNeUMBRUNUNIIATIMIINTUNTS
wagdununenseitladlinianisunmg Fandndaudalunsnd 19 uag 2) Fununade (ndirect
cost) il 3) Funuitdusadlallé (ntangible cost) 1wy Adutan yndvsuu ldldgnlssdu

M15199 19 UszinnuesAuyumaasugaansidiuiaszidunuauiulae

AUNUNI9AT (Direct cost) AuNUN199aY (Indirect cost)
AUNUNNATININITUNNE (A AuVUATaFENEN AN TInneuTeduals
SNYINLIVIALAZAINTINILIRY) (Cost of productivity due to premature death)

Aununnsilalymanisunmg (| Aurun1TgedenEnInIINN1TYIANULERINTANTS
AUNIe AITINN AN0IUNT) (Cost of productivity due to absenteeism)
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MTIATIFUNUNISEN %Te productivity cost Yaagtae Ae Nsvyar1YeINARARTIUR
molideannaufinisnnssunssawinnulild viemsidedindeuissunis andeyadding
Aunaldnuuudiass uagldnisuaduyunafideluida1e35n1s human-capital method
naNfe Auuiuyu et ndediniefinisanslussiuivinanulildias Tagldesols
Ussmuniledesoriiuszansred (Per capita Gross National Income, GNI) ffuanndiigaefiony
15 U masno1gds uavquieelfinasulssnmniededoaused wazimunliaugyidondn

ANBANFNRAUAINYIDTE GATEUINTINAUAUNUNIATY

[

2.4  5u08U353989N15UTSRUNANTENUATUIUUT LU

2.4.1  sUnuumsAne

MsBATITRRANIENUALIUUSZIN (budget impact analysis) WunsTnseiiioannisel
AFEANUNITRUNITAF B I MuAUleuIgLas/v3835U1a Mndnisadvaywnalulaging lu
nsfnwiife nismmadansedlsaiugnssuumuedniemalulad MS/MS Fsazdinszsinanseny
AUUTEINUANTBYAAUYUITIVBINTAANTOILALNTINW

2.4.2  Uszvnsngalmang

Ussrnsvesnsinunideifinusniiannite Tnesrassaniunisaivesndguuszsnsilia (open
cohort) AafifUneidnlvy (Aniinlvy) vewsasl Ingldiunuaniinlmivest 2563 WusAuin
Mnsutmuasuithesedfegifinisaivedsauaziuusismsdnuinuuteuiionisuansms
AFTINLAEVAIEINTUANINIARTNIINAINUATOUARUVDINITAANTOI Imaaﬁuauﬁg’:ﬂaﬂ%lﬂmﬁu
avaunnt drudununssnulddeyaanuuudtaeunine

2.43  waluladfidesnisusaividieudiou

nsFeuliisuniszsulszanuiidnduainnsnnadansedsaiusnssuunivedndae
weluladlmifie MS/MS Fadunisnsradanseamsnusniinuuuiiins uaulsa (expanded newbom
screening) waalnssnwwuuneudionnisuansniepdin Wisuisuivaaiunisallusinisnsiannm
NTILAILNITSNYILUUTDINTUANINIAGTIN

2.4.4  YUNBIVIINTANWILAZAUNY
MFIATIEINansEnUAuIUUsEInadldyuNeliusng (provider perspective) a51skiies
AUYUN AT INUN TN

2.4.5 NIULIAN

MiAsEiNansznuiusuUsznaldnseuna 5 Ydremh amufuuziilugiionsussiiiy
weluladuazulovesuguamisfioinfismeiazannsansounqunisilasunlainsdinigmse
dansedlsaiugnssuuauednlumsnusaifauuuiiinsuilselugnansusslovineldndnussiu
HUNNAIUNTI
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2.4.6 3ns1lsuan

A153LASIZUNANTENUAUIUUSEUlEons1anTiseeay 0 wsabilinisusuan 1iauaue
NANTENUATUIUUTEUNUNLTDSS (actual budget)

2.5  sudeudsiRensdnwanudulula

nsinweudululddRnsananudululiludmudululinsiumeda (technical
feasibility) FanseunguUssifiudnenmuazanuilsrvgrennienuiisgiinisnafanieuas
Shwnlsaniugnssuniuedn saudansiuleunglgnisufjin (operational feasibility) Ineiansan
arudululdreanszuiunsddglunsiiiunureinisdansemassnwilsa Fududenszuiuns
fvuanasiiasldsunsnmafanses nslideyaiiteuulifunasesesmsnidiialagsnns
wazBuilimsniunmsnmadanses Mntudunszuaunafiuies wdwsaleneuinsiinen
aaan nsdsiegsludlsameunaiiefunisnradanseslsaiusnssuunuadndeimalulad
MS/MS msudananisnsludmtisuinisinisnaaen nMsfamunisniidnadansesinuniuniu
nMitedy mIdsieriieiunsing aufinsinvikasinnunanisin

2.5.1  guwuumsAnen

nsfnwarndulldldssdeuiBuuunan (mixed methods) nanafie 1938 19eadeUsun
wazidanunlunsifiuuasiinszsideya TnoisuannsdadaSmanielimsudeyaiieai
AnanmdagtuvenisliuinimsiadansedlsaiugnIsiiuauadnmemalulag MS/MS wagaiy
Anwtusiodnenmuesnsnafnnsesngly 5 Yihmih fenazdidelduvuasuauiumeuinisi
aunsaliuInisnsafansadlsaiugnssunvedniutagiunsemdnslivinisananlusunndu
1nd sautadnenimlunissnslsadanarlumiheuinssiuau 6 uis Wi ausunmemansasss
WYIUIR UMNINGIFEUTAR AMTUANEAIERT JUIANTUUNINGIFY ALZUNNEAIERNT L3ang1U1a
FIWFUR @010UAUAMANLAIIRNISITT Tsaneuianszuengindn waz 15ameIu1asssuaIans
WAUNTINYTA

=

wenani PIeledunwalidedndimvuauloviy g werunanliuinig wazindnereans
TuresUuRnTg TIuMvEY 15 Ay

252 3edlaiudoya

nmsdnadasinaleglduuvasunmiuunmdfidnmgsunsanadanseaazinuilse
fugnssumuedn nefiusuiuded dnenmuesnsliuinsdansesfemelulad MS/MS dound
wialulagaaina1iaudstdagiu (T1u7u test 60U 5eueIa19ie 1 test SEULLIAINTITUING TEEELIRT
nsnsavidadeuardsiaifiofunisinun) Anenmvesnislyuinisidadouas snuilsaiusnssame
vaantulagiu msaanisalfneninnisaanses MIdadewasnssnuwilusuieg Fransiifidiuazlad
mMsatuayuAInTadangednn avay. Jadouazdedidnfiaisiansaumniinimsiadanseslse
fugnssummuednlumInusniauUuinsuulse

nsdunwalidednlduuimauwuuidilassasieiiusenauslgAnuuuuUanadadanauili
donndesiuingUssatdnisfnuinuussinudsiina1iuiud Msnwidvinnisidenyg ideyawuu
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1199 Iagluseninensdunivaldadn gussidiunaduiinddunivallagldiniastuiindemasmin
losunsBugenanylvideya

253 msiaszvidaya

foyaanmsdinaldadfdmssann Woosuiedneamlutegiuuazuunliudnenwludn 5
Biranth iduteyanmsuvesssina Teyaiildannsdunivaiidedniluaeamiuuudided
(verbatim transcription) wd il laglda33nssiiidon (content analysis) 1t odadu

mnanyauUsziuman (themes) wagtnausludnyneaINsuTeIeAIY
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UNN 3
NAN1SANEI

3.1 WansiAsinIsUssliudunuessauselevd

nansUszifiuiunuessauselovilaglduvudasmansugamansiilefuamsnindiu
FunuUsEAnsuadauLiia (incremental cost-effectiveness ratio: ICER) luniaguinseliguniagi
Wity Wisuifievanunsaissnienisinundaiioinisuananianain (ate treatment) uaznis
$nwnouflennisuansnisnddn (early treatment) wuin Yiiavesusiazngulsaildiunssnwineud
9INTULAAININARUN (early treatment) Wt uilefisuiudTinueimssnwmdsdionnisuanivmig
PATN IWuFefuiudaunney (Usuansosay 3 dol) Srnfintu dmssd 20

M1919% 20 HaBATIERAUUAREATI VAI0 Ugun1ie Y09UUT1809nINan1Izgun nvaIngulsn
HUFNTIUNRIVOEN

HAN13ILATIZNUUUTIADININENITFUANVRINGULSA

Useamuaz | lovisedu | Uszam Useam Useamauad
Auad Uazauad | auad 5o wsaln
Ws9AY ala

135NN UEAINI9AENEN (late treatment)
IUNUNADATN 2,606,054 | 2,538,091 | 1,108,118 1,735,058 4,917,397
AUNUNADATN 4,695,495 | 2,929,692 | 1,742,997 | 2,762,776 7,261,727
Yarin 15.85 3.94 8.68 9.09 16.49
Yaun1y 3.53 2.20 4.98 3.23 4.60

A133NENBUNDINTITUEAINI9AGLN (early treatment)
AUYILAROATN 2,657,375 | 7,880,707 | 1,487,498 | 2,398,136 4,868,840
AUNUNADATN 3,332,423 | 9,215,141 | 1,974,586 3,545,537 7,169,046
Yaiin 22.66 14.05 15.39 17.60 22.29
Yaunnae 19.14 8.06 12.95 9.70 9.52

‘a9 1U3N75 (Government perspective)

9

“ssis19997959A31 (Societal perspective)

9

dovhmsengisanadusunuussavinadiuiinvesnsinwnougielsaiugnssanmm
vadniionisuannendln Iuunauan1rauaImvengulsa wuidn NsinwlsaiugnIsIwe
vednnouflomsuanamenddndulugfinnnuduen iesaindien ICER dndumauaudued
160,000 UwiseTaun1ig wazUsendaduyun1sin (cost-saving) Lilasanmssnwlsanugnssu
musAnieuiionsuansiiduyueninmsnvmdsiionisuansisaddn Taefifunuussansuadiy

winlaiAn 121,536 vnsiedaun1ie Tudungulsnwazn1siinn1IsunIndou S8ImNa1AUAINANAT

[

& ' A a v ! =g ! v a a
JU ﬂaqlliiﬂ 1,2, 318y 8 NMANNILUNTNYDUADTEUUUTEEMNULALENDI N@miqaﬂu@unu‘ljigaﬂ/]ﬁma
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druisndu dominant ICER sesasinfe ngulsail 7 iRannzuvsndeusoszuulszamuazaneudn
AanngunsndousanseninssyuuUsramuazanes uayla Seamdufunuuszaniuadiuiianiu
dominant ICER ngalsafl 5 inAzuNIntousosyUUUsEamuaranes wiofu uag naulsai 6
uay 9 \iannzunIndousesruuUsTamuazaues TensdmiuyuUssAvSradfiy 29,065 waz
120,995 umsiaUguniie aﬂﬁunq’ﬂmﬁ 4 \Ananmzunsndounslansedu (1A Tyrosinemia Type
) AflfunuUssAvSaaduiiau 1,073,500 dedauady dslideduandeiisuiumaiunnuduend
160,000 Uwalgune osnaTlddigdmiuinymeuiaismgs fen1sUgndrefusazaan
gsiolilAngenn Faguil o

Cost—Effectiveness plane 2891153 N¥1AaUHATINSLAAINISAFRALNBUAUNISSNW

ARIHBINISNIIARNER
7,000,000

Tauaz/w3amu =
.
6,000,000 1,073,540 (1 Iiﬂ)

U

5,000,000

iTag

uasgaIRUNUIiBuAUaa UMl

4,000,000
szuulssdEmuazanas

o -
3,000,000 Llﬂb'ﬂﬂ'l&llauﬂﬂ'}lslﬁ] =

120,995 (10 13A)

2,000,000
sruvUszamuazanag

sruudssamuasanay
wazln = 18,826

(3 Tsm) A

1,000,000 Wiasu = 29,065

¢ (17sm)

0 [3-Current Tx

0 2 4 6 8 10 12 14 16 18

-1,000,000
FruuUdsEaImuazaNag

= -87,326 (26 lsA)
-2,000,000

' o o o o o
HA mﬁﬂﬂaﬂﬂiﬂﬂﬂ'l‘]%lu‘ﬂ gunu ﬁmumimﬂﬁ:@uu

5UN 9 Cost-Effectiveness plane kansdnsaduauuUssansnadiuiinvainssnyInoukazviaal
9INTUAAINNATEN TuuNMIUNGULA

oslsfinin mnlifimsdnnsessemelulad Ms/MS Temaiiiiieaglssunssnwuuunion
flonsuanimienain vieusinseislasunsinusoitedeiives ilesanlsafinariundneiudy
Tsaiwuldiios unnddnlng/liidn wazensuanwwedsalidumy faufeeiiavsusslovifuns
Snwusinsidnfsuinsnundaiivies dsaziuindeuuszinm 2563 Sruugihelddunsinuds
Aied 14 518 wagiv1aelasunissnenatdn (111 Juway 1,460 Tu) waza1nn1sAnuseun
guAnsaivedlsauazsuudtheldsunsinusedluanuneiuna wui ftaedesay 87 laildsy
meAdadouazinw uazmsfnnseaduitnmaiedlutiegduifiruuiudilunsszysiiasuas s
nsinwineufiennisuaninieading sagyilinadwinsdnuiduazarunsodestunisiie

Azunsndeunthluganuiinisandsle
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3.1.1 A07UA1IININTIIAANTBILIANUINTTUNATUDANAEWMALULAE MS/MS
HANTIATIEYRYAAnUNNTAIRTIAAAN TR UL ULsAlUMSALSAAANNT Y WUT &

AUNUUTEANSNAEIULTENINN 259,824 - 576,711 vnsiadgunig Fedelidaiuduainig
\WiswgAans (not cost-effective) Tuusunuszinelneg

M13199 21 HAIATIEVENTIEIUAUYUUTEEVENAANIUNNTINIINTIVARNTRILATI NI L sANUGN T T
muaanmemalulag MS/MS

WANI5IATIEN (deterministic) AT V¥In Ugunae

Expanded newborn screening policy: (coverage = 11%; test = 500 baht, incidence
1:8400)

fulgungAnnTos 143 | 53.44768 | 47.33692
TifiuleuneAnnsas 54 | 5344732 | 47.33676
Incremental 90 0.00036 0.00016
dasndrudiunuustaniuasiuiia (ICER/LY saved) 248,516
é’ﬂsﬂdquﬁunuﬂizaw%waa"ml.ﬁ'u (ICER/QALY) 576,711

iiathanAiaszsianniiay (scenario analysis) Jufufunueinsiadnnsesfinnzdiae
AL 500 350 way 150 UnazgUinisalveslsa IEM 1 1:8.400 1:5,000 way 1:3,000 Iagwn
FunuAdansosanasuaz/vieguinisaivedlsaifiuduasvilisnsdmdunulssansuadiuiug
unlivanas mnfiuleuinislinisdnnseauuiinduaulsalumsnusnifiennsie Taefmunly
Fuyun1sdanses Ao 500 UM wazANMLATEUARLToLaY 11 Lag 92 WlewAsugUAnisaledlsa
Qwilen ICER 0ejsening 304,719 - 576,711 Fapns97l 22

M13199 22 HAILATIEVERT IR UUTEANSHAGAIUNTAIN1IATIRAANTRALAE S NWILIATLGN TS
muadnmewmAlulag MS/MS (FunuAInTIa 500 UM

NaN153A1E (deterministic)

fuleune | Lifiuleurean | Incremental | ICER per LY | ICER per QALY
AANTDY N394 saved
Expanded newborn screening policy: (coverage = 11%; test = 500 baht, incidence 1:8400)
éfuﬂqu 143 54 90 248,516 576,711
Utn 53.44768 53.44732 0.00036
?Jafum’sz 47.33692 47.33676 0.00016
Expanded newborn screening policy: (coverage = 11%; test = 500 baht, incidence 1:5000)
éfuwu 203 90 112 185,583 430,666
el 53.44379 53.44318 0.00061
?Jqsumaz 47.33322 47.33296 0.00026

Expanded newborn screening policy (coverage = 11%; test = 500 baht, incidence 1:3000)
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NaN153A1EY (deterministic)

fiuleuie | lafiuleunedn | Incremental | ICER per LY | ICER per QALY
ANNTDY N394 saved
éfuwu 301 151 150 148,546 344,719
Yain 53.43738 53.43637 0.00101
?.JE!GUJW’]’JB 47.32714 47.32670 0.00043

Expanded newborn screening policy (coverage = 92%; test =

500 baht, incidence 1:8400)

AUNU 837 54 783 248,516 576,711
Yain 53.45047 53.44732 0.00315

Uauniy 47.33812 47.33676 0.00136

Expanded newborn screening policy (coverage = 92%; test = 500 baht, incidence 1:5000)
YU 1,073 90 982 | 185,583 430,666

Yain 53.44848 53.44318 0.00529

Uauniy 47.33524 47.33296 0.00228

Expanded newborn screening policy (coverage = 92%; test =

500 baht, incidence 1:3000)

9

AU 1,461 151 1,310 | 148,546 344,719
Y33n 53.44519 53.43637 0.00882
Yavn1y 47.33050 47.32670 0.00380

Wlgu1eN15IANIsAnNsoIRUULNTWIUlsAlUMSNRINLAANNTIY MInAmualiaIAIY

aseumauuioEaz 92 andunuA1nIIa 350 U WewldswaURnisaivedlsnaziia ICER agsening
308,573 - 475,549 flann51971 23

M1319% 23 HaIATIEERSIEINRUYUUTEAVENad Ll UAn 1N TAENISRTIIARN TR A TN
lsarfugnIsummuadnmemalulad MS/MS (AuvuA1nsIa 350 Un)

NaN15ASIZY (deterministic)

fiuleuie | lafiuleunedn | Incremental | ICER per LY | ICER per QALY
ANNTDY N394 saved
Expanded newborn screening policy: (coverage = 92%; test = 350 baht, incidence 1:8400)
AU 700 54 646 204,924 475,549
el 53.45047 53.44732 0.00315
ﬂQ%ﬂWJS 47.33812 47.33676 0.00136

Expanded newborn screening policy (coverage = 92%,; test =

350 baht, incidence 1:5000)

AUV 935 90 845 159,622 370,423
Y3n 53.44848 53.44318 0.00529
Ygunnae 47.33524 47.33296 0.00228

Expanded newborn screening policy (coverage = 92%; test =

350 baht, incidence 1:3000)

AUNU

1,324

151 1,173

132,970

308,573
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NaN153A1EY (deterministic)

fiuleuie | lafiuleunedn | Incremental | ICER per LY | ICER per QALY
ANNTDY n599 saved

Yain 53.44519 53.43637 0.00882

Uaun 47.33050 47.32670 0.00380

WleurensinsAnnsesuuiinduIulsalun1snusninvnseg nivualiaiay

Asoupquiluiesas 92 andunuA1nIIa 150 um ewdsugUfinisalvedlsa 9ziiAn ICER o
S¥1ing 259,824 - 339,060 fenNT97 24

A5199 24 NALASIEA

SndusuuUsEansaduinluanunsainiinsndansasas Ny

lsaugnssuwmuadnmewmalulag MS/MS (FuvuA1nsIa 150 um)
WAN15ILATIEN (deterministic)
fuleuie | lafiuleunedn | Incremental | ICER per LY | ICER per QALY
AANTDY N304 saved

Expanded newborn screening policy: (covera

ge = 92%; test = 150 baht, incidence 1:8400)

AU 514 54 460 146,108 339,060
Yain 53.45047 53.44732 0.00315

Uauniy 47.33812 47.33676 0.00136

Expanded newborn screening policy (coverage = 92%; test = 150 baht, incidence 1:5000)
AuvU 750 90 660 124,611 289,173
Yaiin 53.44848 53.44318 0.00529

Yaun1ie 47.33524 47.33296 0.00228

Expanded newborn screening policy (coverage = 92%; test =

150 baht, incidence 1:3000)

9

AU 1,139 151 988 111,963 259,824
Y3n 53.44519 53.43637 0.00882
Yavn1n 47.33050 47.32670 0.00380
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nRaN1sAn®asUladn nnanumMsaiiussliuldlinuindauAuAmImAIuAUALAT
160,000 U msiaUauniy

'
A

MNIATIEYTaYaLNENIANAEyiln13nTIaAANTodANANAT NUTNeN1ainIsnsIvAn

178998 ANANANT DY AUAINTIIAANTEY AINTIATTINY AN wazgURnisalvadlsa lag

Y 9

dnunsalnaziinisAnnseafinnisnusnifinynselinanudua fe aaunisalseludl

- AUNUNSINYIANERTINTINEYARElaY dUaY. e UIINITaRRUnUNNTINYITe
az 50 AuvunsItaduanasiosas 50 warguRnisalvadlsadu 1:5,000 (117 Ausial)

300,000

350, 278,855
250,000

150, 197,606
200,000

Ceiling threshold:
160,000 THB

150,000
55, 159,201

ICER PER QALY

100,000

50,000

0 50 100 150 200 250 300 350 400
SCREENING COST (THB)

sUfl 10 /1 ICER MAsuluislornsiadnnseaudeuly a giRnisalveslsa 1:5,000

N3UN 10 Wermualisiununisidedvanasiesay 50 wazauRnisaivedlsadu 1:5,000
(WU Uae117 Au) aziudtaniunisaliiilinisdansesdianudua1fenisansin1AInsIIRANTes
Wifie 55 UMFDRI0ENs

- AUNUNTINYIANERTINTINEYARElaY dUaY. B UYIINITARRUNUNITINYITeY
az 50 AunuNIdduanasiosas 50 wavaUAnsalveslsadu 1:3000 (WudUae 196
Ausiad)
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300,000
# 350, 278,855

250,000

200,000

150, 170,803
.
AAAAAAAAAAAAAAAAAAAAA s o i i

105, 159,888

Ceiling threshold:
160,000 THB

150,000

ICER PER QALY

100,000

50,000

0 50 100 150 200 250 300 350 400
SCREENING COST (THB)

gﬂﬁ 11 @1 ICER ilasuluilonmsiadmnsealaouly o guAn1salvadlse 1:3,000

9n3UR 11 Wedmualiduyunisitadeanasiesay 50 uazgUAniselvedlsadu 1:3,000
(Ui 196 Ausial) Aziiuinaaumsaliivinlinisdansesdiauduafenisansnmnisnsiamie
105 URafiipeg

agalsimumsiiesizimyaduanlasldinaiuninuduan (threshold) Weaiusznindlsam
1nfulsamludadulssifiueduseegiemnn WesmnlsamenniAnlulszansiesse Tenad
WAINITFUNNATARAIUANA T TRENTN (55) Turaney 9 Usene iy 8angy afenwaus uasiig
alafile Tsunde uauian Wudu Idmmunmenuanuduaifiuinadunaiuanududildly
nszUIUNISUNR (56) wonniuaneUssimadsiiansandeyadu q Ysznoududeyanuduen
Arwsuusieslsn UssAnsuavosnsnsgunin dudu (55) dafumnasdimssiosesnaidinga

ANNTDINSURATOUAITHAITAUNNS AU MazANNT Iz ImAluladsiY

3.1.2 MsAaszanuliutuauLuunIafien (one-way sensitivity analysis)

HAN1TILAS18RANU L LU UDULUUNAA8IA38 tornado diagram ¥e9AN ICER d15UN15RS39
dnnsedlsariugnssummueanvialumanadnlngldimalulad Ms/ms dadumadoniianla Tuussni
wUseing 9 leiuA (1) gUimsalvedsaiugnssuunuadntulsmelng (2) 8rsian (discount rate) (3)
ArrubikazauTzveamalulad MS/MS (@) Aunun1snsIRansesnemnalulad MS/MS (5)
Fununsideds wazdudulse (6) Aressaustle (utility) (7) dndruvesauiilailisumsnsaadanses
uag (8) Smsmsnneianas Wefimsmsadanseadeuiulifimsnsadanses wuin Samannadndnig
aunm giRnsaivedlsaiugnasuiumueaniuUssmelne warsamansuyu 1u 3 duusifidviwase
auilsiwiusuves ICER innflan Tuvasiidunuseminsvesminsnidedouasdusulsn Tnansznusie
A1 ICER Aautatien oendlsfinu Wodinneianubiuiusuvesiudsiamn wuiilsifaauuslavili
ICER fifAntaendn 160,000 U detgunie éﬁ’agﬂﬁ 12

67



Discount rate, outcomes 0.00 _— 0.06
Incidence,all [EM diseases 0.00 -_ 0.00
Discount rate, costs 0.06 -_ 0.00
Specificity, MS/MS .00 N o0

Assumption, loss f/u to confirm diagnosis 0.00 .- 0.28
Cost, screening by MS/MS 350 - 500
Percentage, death reduct -screened 1.00 .- 0.19
Utility, d6 with neu 0.0 | 1.00
Sensitivity, MS/MS 100 [ o0
Utility, d1 nocom - screen 0.02 II 0.1 M Upper bound
Utility, d6 nocom - no screen 0.06 II 0.25 I Lower bound
Proportion, undiagnosis of d1 - if no screen 0.73 II 0.91
Utility, d4 with liver 0.20 || 0.97
Utility, d5 with neu 0.00 | 1.00
Utility, d7 with neu 0.48 || 1.00
Proportion, undiagnosis of d7- if no screen 0.37 || 1.00
Cost, diagnosis for d1 1,750 | 3,500

ICER = 578,550 THB/QALY gained
-60% -40% -20% 0% 20% 40% 60%

IEM, Inborn errors of metabolism; MS/MS,Tandem Mass Spectrometry; f/u; follow-up; d1, disease group 1, 2, 3, 8; d4, disease group 4; d5,

disease group 5; d6, disease group 6; d7, disease group 7; Nocom, no complication; Neu, neurological complications; Liver, liver complications

UM 12 mansiesgvianaliuiueuvesdiulseing 9 lagn153ias1ent one-way sensitivity analysis
pon1sildsuLUasA" ICER U99n15AANTEY Newborn Screening

3.2 msiwseianaldmiuanulisiueuvesiudsitlilunuudiaes

msas1gianuliuvedeaiuu1azu (probabilistic sensitivity analysis: PSA) #2805
AusdsanUsTuiuudasdlundeuiunndiuys a¢1$A1aAs03INTIATIE 5,000 FOU FINNT199]
25 uenniiflaiFeufisuauhanduremnadoniinsdiaruduavdelomanisdaaulatignies
Tuusiaginauamduat (ceiling threshold) nieauifslagny (willingness to pay) AnAruA
AuAf 160,000 UmAeTaunmz axiuldinslidanses (anumsallutlagtiu) sgiflenafiaziiu
MadenfiAuel LazmnfiansuuwaIuANduAT 5.5 Lauuindedauniie nadonfnnges
(expanded newbom screening) fllonafiazidumadendiffigaing Auanunisaidagdu wn
NITUUNATUAIUANAININATY 7 wan fiolgunni N1Laenn15AanTes (expanded newborn
screening) autluyadeniififign (Ul 13)
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AN51991 25 ARAsURINITIATIZANN hkuue FuANNUNazdy 5,000 SOU

Expanded newborn screening policy
(coverage = 11%; test = 500 baht, incidence 1:8,400)

WaN153LATIEN (probabilistic) AUy U¥3n Ugun1ae
fuleu1en13Anngod 146.23805 | 53.44768 |  47.33691
LifiuleuisnisAnnses 54.06320 | 53.44730 |  47.33675
Incremental 92.17484 0.00039 0.00016
SasdusiunuUsAvsuagauiia (CER/LY saved) 238,990
SasdusiunuUseAvBuadiuiia (CER/QALY) 574,215

Cost Effectiveness Acceptability Curve

Probability of being cost effective
o
U
(@}

40,000
80,000
120,000
160,000
200,000
300,000
400,000
500,000
600,000
700,000
800,000
1,000,000
1,200,000
1,400,000
1,600,000
1,800,000
2,000,000
2,200,000
2,400,000
2,600,000
2,800,000
3,000,000

Williness to pay per QALY gained (THB/QALY)

e Fxpanded Newborn Screening e N0 Screening

gﬂ‘ﬁ 13 Cost-effectiveness acceptability curve ¥84113AANSD9 Expanded Newborn Screening

1% <

3.3 wansianziduudunuanadullsuasdununsdsuiiinannisgyidenanaimnain
ANURNsuasidetIniaudsduns

anizfidelsvinsinseidunuaudutae 3 antunisal liud aaunsaliiguaeldsunis
$nwandn anunnsaliiguaslasunissauineufiennisniendin uazaaiunisaiveadvaelsn
fugnssumueaniunmrndadudiadevesnsinwaiiuaznsinwineuiieinismenadn #s
U7 14 wansdunuauiuthesesemagtielasunisinuandi dafleseming 3.6 dnumlungy

lsaninizunsndousioszuulssan/ansy/du wavasgn 8.7 aruumlungulsaniin1izunsndou
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soszuulsza/aney/ln uenantl duyuniedenanmsgyideninninainauinisuazidedin
newieduals desening 1.4 aumbungulsaniinnzunindeudseseuulszam/aes Laveagn

q

2.2 v lungulsailinnzunsndausialawazdu

sunuanuidulsvestieiildiunisinwvdsfionnisuaninisnadn

10,000,000 8,721,184
9,000,000
8,000,000
7,000,000 6,141,196
= 5,169,535
S 6,000,000 4,702,530
= 5,000,000
‘€ 3,639,218
<, 4,000,000
3,000,000
2,000,000 I I I
1,000,000 I I [] I I I
y Usvann/ Usvann/ Usvanw/
Usgam/aned la/siu . .
GHRNM] duey/ila auey/ln
B funundennnmsgapdeninniw 1,445,701 2,239,843 1,896,221 1,939,753 1,459,456
B §uyunansmensuImng 2,606,054 2,538,091 1,108,118 1,735,058 4,917,397
Funumanssiilslamaensunnd 2,089,442 391,602 634,880 1,027,719 2,344,331
67mquﬁau 6,141,196 5,169,535 3,639,218 4,702,530 8,721,184
naulsn
B fuyunsdenanmsgeydendnnin B AUUNRTINNITLImMg Fuvumanssiilslamensunme T

£ @

UM 14 duyuanuiuihevesthentifunmmddienisuaninisnadn

funueadviiesonemagiaeldunsinuneuiiennisnsaadn deldnsening 3.2 1u
vnlungulsafiinnzunsndeureszuuuszam/anes/du wazgegn 10.8 Sruumlungulsadi
azunsndeuselauazdu Tunmssunuanuiviigveinsinwneusionnsnsaddndidmini
mssnwailagiemedununsdenannsidedinnouioduas Alrszning 4 uauunlungulsa
fiflnnzunsndousiessuulsraim/anes wargedn 1.6 &uum lungulsafifianzunsndeusiols
wazeu agalsiony dunumssnwiveslsa Tyrosinemia type | Isiaunavilinissnwnauiionnts

MepaEAAAAWUNNTSNYIgINIINsSnwadT fagui 15
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sunuauduthevestheiildsunsinyineuiiennsuananemadn

12,000,000 10,860,366
11,000,000
10,000,000
. 9,000,000 7,793,848
é 8,000,000
S 7,000,000
2 6,000,000 4,622,123
< 5,000,000 3,769,829
, 4,000,000 3,271,009
3,000,000
2,000,000 I I
1,000,000
Jsvan/ . Jszan/ Usvamn/ Uszamn/
lo/éu . .
GG ANBY/AU AU/ mla a0v/ln
W funumsdenannsgaydondnnim . 437,406 1,645,226 1,296,422 1,076,586 624,802
B Uy UVRSIVNISLANg 2,657,375 7,880,707 1,487,498 2,398,136 4,868,840
ﬁuv!wquﬁlﬂﬁdwaﬂﬁuwmé 675,049 1,334,434 487,088 1,147,401 2,300,206
ﬁunuim 3,769,829 10,860,366 3,271,009 4,622,123 7,793,848

naulsn

B junuvnsdenannisgadendanin B fununesmuniswmd B duyummsaildlimenisunng B dunusiy

JUN 15 dunuanuidutievesstheiildsunmsinwneuiionnisuansneeadn

Funuanuiutiedessvesiaelsaiugnssuumueaniuningn fedieisening 3.4 d1u
vmlungulsafifinnzunsndeuseszuuuszan/auey/du uazgegn 8.2 duuivlungulsadii
amzunsndeusiosruulszam/auny/la uenaini fuyunisdeuainnisgadondanimainaii
finsuazideTinnouiodums farsening 9 uauumlungulsafiianzunsndeusessuuuszam/
aupd wargean 1.9 Suum lungulsaiiinmeunsndousolanasdy nsfnwimadiusunalneay
fmsnidulsanguiltinlvmi Jazuszana 70 au (10) Fatfu mwgydemaasugiadsagitussana
241-578 duumsied faguil 16
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v < | Y o a
ﬂu‘l/!uﬂ’ﬂllLﬁ]U‘lJ’JEJ‘UENEdU’JElI‘JﬂWHﬁQﬂiiN LIRTUBEAN

9,000,000
8,014,951 8,251,516
8,000,000
7,000,000
= 6,000,000
= 4,957,262
g 1957,
§ 5,000,000 4,664,076
2
< 4,000,000 3,455,114
[
%
3,000,000
2,000,000
1,000,000 . I I I I I I
. Jszam/ausy/ Uszan/auny/ Usvam/auey/
Jsvann/aues oy . .
fu Wil 1n
B fuyunidennnnsgydenannin 941,553 1,942,534 1,596,322 1,508,170 1,042,129
L] c-?wquwwmwwmmwwé 2,633,464 5,209,399 1,297,808 2,066,597 4,893,118
Fuvumamseitlsilimenisunng 1,382,245 863,018 560,984 1,089,310 2,322,268
L] ﬁuﬂquiw 4,957,262 8,014,951 3,455,114 4,664,076 8,257,516
naulsn
B funuvedonannisgadesdanm B furun1wsmnsummeg Fuyumanseitlilimenisunnd B dunusa

JUN 16 dunuanuiuthevesUielsaiiugnssuwnuein

3.4 WANITAATIVINANTENUAIUIUUTEUI

N33R HANTENUA 1WsuU T Ay 33 elduuueIsguIanies a1y (payer
perspective) & amautanzduruasaitii sadunisuwng Tdnseuna 5 Idremiilunisfiansan
WiguiguanIun1salnsiinsnsiaRnnsoLas s NwIlsARugNITULAUeaNaumalulal MS/MS
wazaniunsaiitlifinisnsadanges (no screening) uazdowhnsdnugtae Tuafiudi 6 Hu
anumsaifimnuaseunguiduiesay 100 mudelauonuzirunuleuis Nan1TUszIANTILIL
wWinfimadnazthoidulsaiugnssnunuedn Tnsduinaingd@nisal 1:8,400 (10) Uszanaday 68
au windin1sussydugadndusslovd s Jaguu lul w.e. 2564 Anupseungusesay 11 fiAn
$1uau 60,000 Audildsunsasiadnnsesuuuiinduaulse aznuinthedulsaiugnssummiuedn
$1uu 7 auiegldfunsnwineulionnsuanmiseddn wasiindldzunmsnemdsdennisuanama
Adling 61 au Turasdusn uazdinisnsrndansesusninuasounqudasn Semuguaeilasuns
fnvmdaionsuanmsaddninnnindiuudnilddunsinuneufienisuanimendin wivind
nsvgNEANLATEUAGUTEINITATIRANTaslFAiNTY JuaIsoRseURquNTIRTIRRnTadltenay
100 Tuiinmsnusniiamusemaludi 6 azwugiaelsaiugnssummuednd i 68 au flazldsu
nssnwideuLanteInIsNIRATn FInedi 26 el nsUszanunst fwualEsnudndll

Wihiuiitay 568,814 au (Ausurunsiialud 2563)
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A1519% 26 Tayani1sUszanaMsIUIUEUIelsATugNITILAIUDEN

X o Sudniialasy Sudniiay 55w el
ANUATBUARY AN o . A ve o v
o v vo o AMSnwIneull Tesumssnwvias BINSHAAINI
I | nsmsrefanses asuFnnsas - o - o
% DINTHARIN Jonsuanae | addnunliiinnsdn
(So8aY) (Aw) e e
Adtn Adtn n589
1 11 60,000 7 61 68
2 30 170,000 20 a7 68
3 39 224,500 27 a1 68
qa 57 324,500 39 29 68
5 75 424,500 51 17 68
6 100 568,814 68 0 68

e UsEanain1saIn A1 incidence 91 1:8,400

U 5
getu WneduyunisAansasssidudununaniintululusn 30 auum Winduaudlas 284 4

msnusnifnaglasunsemadanseafinduainti 1 fe 170,000 s18 «Ju 568,814 518018l
(AsOURAUTIIWANTIAA LTI NR) aziulaIBedlmuaseuAguNINT LA TEIUUTTUNAE

Al & P~ a v v Y o ) a v @ a
‘U']‘Vﬂu‘u‘lfl 6 ﬂ'ﬁ%ﬂU‘Ui%N'ﬁu‘Wﬂ‘ViN@iu‘ULLiﬂ‘V]Eﬂjﬂ?ﬂ@@ﬁL‘quUﬂqﬁﬁﬂﬂqﬂJﬂqL‘V]']ﬂu‘VNﬂ@um@']ﬂ']iLLa@Q

N19PANNLAZNAITDINITLARINIAATLN kANFIINTN 2 TUAUDITUNA 6 WU @01UNISAINITS BT

A15M579FANTBITIUUTEUIULRENINNTS N T LT N159529ARNT D
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QUUTZUIUNIAUA

T2

rr””l

50,000,000 100,000,000 150,000,000 200,000,000 250,000,000 300,000,000

1 2 3 a4 5 6

mssnudildldfunsasafanses 10,395,538 | 23,167,330 34,808,023 = 45382,487 54,158,198 = 62,374,762
B ms$hwdildsunisesiadnnses 10,395,538 = 22,990,838 = 34,192,175 = 44,394,706 = 52,823,248 = 60,751,699
B 1150579AANT09 30,031,308 = 85,088,706 @ 112,367,145 162,419,325 212,471,505 284,703,809

quussunaunly

mMssnenlilasunisnsiadanses M nssnelasunisnsiadansss M n1sAsI9AANTad

UM 17 aszaudssana 5 U

At MNTNNSUIIINITATIIARNTRIMSNRSNLARLUULRLSWIulsAmemalulad MS/MS 1Ju

[ (%
a a Y

ynansuselevilul w.a. 2564 N1ASFILINANTENUAUIUUTEUTIIATTAUNGEY 30 Auumse

)}

a

U 2zdiinnnsndesaz 11 N9elasunisnsiadnnses wasiavssanaduinauluyng ddlaiiuaiy
ATEUARNTBINTATIVAANTDINITNLINIAALUULANTILIULSA wazmnanlunisldaseunguinnusn
AnNNT1e A1ASFAziiNaNTENUAUIIUUSEINMEIUIY 283 duumluti 5 dagui 18



quUsTUNUEIULNY

v

UM 18 AszauUssInadIuLiY

300,000,000
200,000,000 1,136,556
111,751,296
100,000,000 7912214
30,031,308
0 1 2 3 4 5 6

el auzdIdeladnTeinsalnuTudunuNMInTIRRnnTasanas LazilogURnisalvedlsa

[y

WUINTIUNAUOANILTY Inguansmansenusulseanalunsei 27

A1519% 27 HansEnUIvUssiamIninisiUdisuwlaigiiinisaivadlsAwasAunuN1INTIAANTDY

NANIENUIUUTEUIU Wi 1 Wi 2 Wi 3 Ui 4 Wi 5
nsaluSuanduyun1sATIVAANTaY
é’unumsﬁmﬂiaﬂ 350 21,025,003 | 59,570,842 | 78,668,553 | 113,710,224 | 148,751,896
U
é’uwumiﬁ’mﬂiaq 150 9,025,003 | 25,570,842 | 33,768,553 48,810,224 63,851,896
U
nsalguAnisal 1:5,000
AUNUNITSNENALASU

) o 17,838,498 | 38,757,569 | 57,789,037 | 75,434,896 90,529,244
ASHSIVAANT DY
FUNUNITS NN ULlASU

) o 17,838,498 | 39,011,214 | 58,679,744 | 76,887,498 92,541,744
ASHSIVAANT DY
nsadaviinisal 1:3,000
FununsSnunilasu

) o 29,730,829 | 64,595,949 | 96,315,062 | 125,724,826 | 150,882,074
ASHSIVAANT DY
FUNUNITS NN ULASU

) o 29,730,829 | 65,018,691 | 97,799,574 | 128,145,830 | 154,236,240
AIMNTIVAANT D
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3.5  anudulUlfusinisnsiranansasmsnisniianuuiaduulsanlemalulag MS/MS
Han13d1TIadneA nnsAnIuunuIdagduiimalulad Ms/MS fliusnisasiadanses

msnusnianuuiinduulsalulsmenuia (sn) 2 uwis A 50579 uay aatuguamiinusiend
“ Ineildneninnisnsiadansedlagean (full capacity) Tulsuussunas 2564 60,000 518 NGNS
MstAnlud w.a. 2563 71 568,814 518 awiiuldiinsnnadansestiagtuiifnenmggniniovas
11 vsmsnuaniinfiavan uazsmeluladdnaniianzlungannamuns lusudneamuesns
IRdnnseIsALsIARLUUILSuIlsAfemalulad MS/MS Tusurasnudn sn. 2 uvis Ae 5w,
$UNBUR uay Tw. Pnasnsal funuazdademelulad MS/MS uazimundnenminingmansiite
anusansadansadld uenaniinsuinermansnisunnslideyadn Yagtuiiminsadansodlse
fugnssumueanlugUuuuresIAnuide ddlusuianmnnisnsiadnnsedlsaiugnssuimm
veanfmemalulad Ms/MS uavsusslond nauineimaninmsunnginauningdmihdelaueiilo
fndowalulad MS/MS 512 8-10 1303 iilamsradansasmanuanifnrisUssmeldUssunn 500,000

1860t widsliisneazBunmuwNunISHUENIA T NANSIAY

lngagulagduilinalulad MS/MS ua73 2 1ATad AfnenINEIdaLAIaeas 40,000-50,000 A3
Ao U UTUAUAUTIUIYUAZIIUIUYAAINTTANTAAUALATEY ANEEITETIUTEUIUNITIIUIY
wseanisndudediiieinseunguuszrnsuaniiniausemeainai 40,000 MsnadauRoiA3adsol

wudenuIndudedld 14 w30 sausndusesdinisdanimalulad MS/MS 1y 12 1AS04

M13199 28 N13d1519A NN (full capacity) N1sRUIN1TARNTBILaZN1TAINNITAlANEA TNy

BUIAR

Tsanenuna 2564 | 2565 | 2566 | 2567 | 2568 | 2569
15aneU1afI Y 50,000 | 50,000 | 50,000 | 50,000 | 50,000 | 50,000
A0 10UGUAMANUIAYIRLIN 10,000 | 40,000 | 40,000 | 40,000 | 40,000 | 40,000
311
NTUANYIAIEATATTUNNE - | 50,000 | 100,000 | 200,000 | 300,000 | 400,000
159NE1U1ATIUIBUR -| 30,000 | 30,000| 30,000| 30,000| 30,000
159Mg1U189WIAINTAL 4NINIYIA - - 4500| 4500| 4500| 4,500
e
394 60,000 | 170,000 | 224,500 | 324,500 | 424,500 | 524,500

* n3¥219518UlAENTUTEIUNTURIAMELITY
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600,000
92%

500,000
75%
400,000
57%
300,000
39%
200,000 30%
100,000 11%

2564 2565 2566 2567 2568 2569
B lsanenunafisny B AonTuaun AU RLM BT
B N53398A@RS A5 LINNE Tsangnunasunsua

| I‘NWUWUW@QWW@ﬂﬂﬁﬁ ammﬁmmlwa H 917Uy

sUN 19 dnenmeanudululdlunisiiunisnsisranses

nmsasuaulsameIUIafifiunInTIaRanseaIwUInsEznafi Uninenmansfeq
Aneusumulfdinuldesnadeng wisfe 6 U drfumhsnuiizdusidunmsnsadansosiod
wnudanunalulad MS/Ms wisudunissunisangneamaluladuazinUUiRunainsauaiuise
dudunsld mnmsUssguangihauiannansuselonifumsaiaaiuguanuazlostulse e
Fuil 10 Slurey 2564 uaznsUsTNANLEYNTIINMIRALIUIMIMUNMSa LA IguA LAz ey
Tsa i ofudl 12 Tunau 2564 wudn 7 Uszyuisaesunsfudueuldnsunisunngd uas
NSUINGIMARTNITLNNE LATEUANUNTOUVDITFUVUITNITAANTBILIAMEINTUNITALIALARA (INborn
Errors of Metabolism) n15danisia3etne uaznsdsiegiaeiiielildsunisguastisdeiilos n1s
asradanseslsaugnsuauednlumsnusniinlagmalulad Ms/ms deliiduansusslonily
ansnnsdnunla WinmsnitldSunisnnadansesiniasimsiiseddunsammamiuas aneldnis
atfuayLInUsza eI inUMANUsE A UAUAMUAIEIR 190 13 NTUNNINIUAT GIRAT WA,
2557-2563 191U 184,788 518 UWagnukUae 22 518

FULUUNTIATIAAANTDY

SULUUUINIINIATIAANNTEIE1989310 (519) wimnasd JURlunisasiansasmnsnusniin
Iiﬂﬂ’uqﬂisuLumuaﬁﬂl,wmﬁmfmfmiiﬂ (Expanded Newborn Screening) A18 Tandem Mass
Spectrometry n.a. 2564 lneiinszurunisasaaransamnsnusnRauuUiRNswlsA fil

1. mslianuduafnunsniuazasaun3avamisn nsEUILNIINTIARANTasILIIRIUANS
‘Lﬁmmimeﬁqé?mi'm‘u,az@jmﬁiw&’;qﬁmmﬂmsﬁ Tnemionuiieidos wu uwundinassduay

14



veUhgvasnaanmlsiucuiuliawg safeynainsmanmsuimdnansnsanautednauls wisy
weteyanidndulunsfnsensdinainung
2. Mszdoauannuddnsan mInsafansesinlunsnusniiedaywidlvevnseiions

q

48-72 $71ua Tagvinisianzidenanduinnisiduidondmendenasuunseaunseadniunsa
nseaMINLINLAR (Guthrie’s card) iluvdindeaduiildnsanses CH wag PKU wazlssmeiuiades
nsentoyaifieafumsnedrsazidon

3. N13TWTIWNTEAENTBAA BRI URN1IATIIRAN T IMITNUSLAR Tsaneunadi
WwkiensulinvevdinsEaunsendiasliinisnslansasmsnusniia tngaiunsadndala 2
suuuy Idun 1) nsdlfulsameuassdminlidadanslusudduiivay (EMS) @ 2) nsdiiidu
Tsmeualudwianieduilndifssiudadwiuuinsuaduiseidwes Inglsmeuiasiusy
nszaunsasdndsnelufuiivansvendeaniefugetuhty laifinafulideutunaisty daid

Tsmenunamsinmsueuningnansumduasneunaguszaunulszlsmeuiaiefnnamsn
WSumsuszumninansIEAUNG

4. %9UHURNITATIANTBININUINAAAATIEUAZIIWOIURA TN1TATINABUAIINYNADILAY
AMNNYBIAIEINTI Niouasteyaresnisnusniiin wagin1snsaiesedlaniaios MS/MS
wazulanalneininenmansuazunmddideivia nsdnaunfinisseanunaszgnIIuTIdnduluds
Tsmgnafimsniianieldunsanziden

N3ANANTI9NT RIS UANITATIAANTDINITALIALAA WU HANITATIVAANTDINITN
AaUnd sesfuRnisudeninsunndnsiugamaniisuiaveuiiufilsmeuiaiinisniamuin
auam avav. figudlsamenniuiiavey wieutuudummdnieyaainsmanisuwndilduneuvane
WuguszaundlulsimeniaimsniAauasindetnn/ansamieginisusdnviaouaueinisues
msnuazUszanunuliimisnniunmsussdulasninsunmgilsmeuaiiindian Taenisnagses
lesunsuszidunielu 24 Sludlunsduansansoudulsassiou vienelu 48 $luslunsdlidy
Tsalsiisasan @a1sanans1edt 29) ndsarnnunsunngliszifiuernisvomisnuda 1ivasdsnsads
HoaufuRnisiuguuasiesufoRnsidadelsatugnssununiuedn (davsnisdmsaitadungy
Aedlsavginves avaw.) wioualinsinvuazdwigiisludsauslsamenn dldannsodei
fuelaliuszanumssnunfununsumdnuiugmansitolidoyanazinnmueinisinweddlnddn
Fagudt 20

M157199 29 wanalsaiugnssuwmueanTinasluanadnfianunsansaansaewng MS/MS nungu

1A
: ANULTIAIUNTUNE
ngulsn 1sa o e
MN52ANTBINAUNG
1. ngulsAnse 15. Glutaric acidemia type 1 (GA1) Taiisanu
dunsd 16. Isovaleric acidemia (IVA) LS9AY
(Disorders of 17. Methylmalonic acidemia (MMA) 199U
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AALIIAIUNTINE

neslsn sf n32ansaslaUngC”
organic acid 18. Propionic acidemia (PA) L39AIU
metabolism) 19. Multiple carboxylase deficiency (MCD) 159U
U 14 15A 20. Adenosylcobalamin synthesis defects L39AU
21. Beta-Ketothiolase deficiency 139U
22. 3-Hydroxy-3-Methylglutaryl-CoA (HMG-CoA) 19U
lyase deficiency
23. Isobutyryl-CoA dehydrogenase deficiency laitgeaau
24. 2-Methylbutyryl-CoA dehydrogenase L39A2U
deficiency
25. Methylcrotonyl-CoA carboxylase deficiency 199U
26. 3-Methylglutaconyl-CoA hydratase L39A2U
deficiency
27. Malonic aciduria laitseau
28. Combined methylmalonic acidemia and 159U
homocystinuria
2. ngulsAnsnee 11. Phenylketonuria (PKU) Taitseau
11l (Disorders 12. Tetrahydrobiopterin (BH4) defects Taitseau
of amino acid 13. Maple syrup urine disease (MSUD) L39AIU
metabolism) 14. Tyrosinemia type 1 (TYR1) L39AIU
I 9 lsA 15. Tyrosinemia type 2 (TYR2) laisemau
16. Tyrosinemia type 3 (TYR3) Taiisemau
17. Homocystinuria Taitseau
18. Hypermethioninemia Taiisamau
19. Hyperornithinemia with gyrate atrophy lailsenau
3. naulsANsn 13. Medium-chain acyl-CoA dehydrogenase laitsemau
lsiu (Disorders (MCAD) deficiency
of fatty acid 14. Long-chain hydroxyacyl-CoA dehydrogenase 139U
oxidation) (LCHAD) deficiency
U 11 1sa 15. Very long-chain acyl-CoA dehydrogenase L39A2U
(VLCAD) deficiency
16. Short-chain acyl-CoA dehydrogenase (SCAD) laisemau
deficiency
17. Short-chain hydroxyacyl-CoA Taiisemau
dehydrogenase (SCHAD) deficiency
18. Trifunctional protein deficiency L39A2U
L39U
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AALIIAIUNTINE

neulsn tan n379NIBIRAUNR""
19. Multiple acyl-CoA dehydrogenase
deficiency 159U
20. Carnitine-acylcarnitine translocase (CACT)
deficiency laiigeaau
21. Carnitine palmitoyltransferase type 1 (CPT1)
deficiency L39AU
22. Neonatal carnitine palmitoyltransferase
type 2 (CPT2) deficiency laitsamu
23. Primary systemic carnitine deficiency
(Carnitine uptake defect, CUD)
4. nqulsA995Y 5. Citrullinemia type 1 (CIT1) L39017U
158 (Urea cycle 6. Citrullinemia type 2 or Citrin deficiency L39AU
disorders) 7. Argininosuccinic aciduria 159U
U 6 15A 8. Argininemia laisemau
9. Hyperammonemia-Hyperornithinemia- Taiisemau
Homocitrullinuria (HHH) syndrome
10. Ornithine transcarbamylase deficiency L39A2U

fan: (58)
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Tsmegrainsniinizidennsniiioniy 48-72 4alus
(W38 day 3) MuAAIUUNTEATENTRITULEDR (DBS) Wioutisn
wehrurmdineluiuiuviosgwdriugaiu

Messenger nudsdamsnilsimeruaniedfuiaveuluudas
Tsaneuradngs DBS malUsweildauiiiay DBS dzandi
soslfiAnmmmanseamsnusniinlaiiiu 2 Tu Wuainuiids

Weajifinsnsansammsnusniiin AnAg
52980V DBS Mlfnnsguuas Iiawmmammi\mm
Jayavesmsnasuiugnismiols HORAENNEUN
Wizl uaznsen
Joyaiigndes
DBS liunsg
wavdoyagnees
osUjuinsinnsnlieeidsdmaalag
TMS nsdiiseruanunsaeensalaildunianis
ulu 48 Flus TuanTuilasudedingin
srsmaddluds
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0TS Ua¥gILYDYATDL AUAT.

lfLwImanmsguanisni
HANINTINTDIHAUNA
Tulsafisanou

JUN 20 WININIATIANTRIMSALIAAALUULTNIILIULSA
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agalsfinny flermgninsenakarsnulianudiuiinisdansessaiugnssummiuedn

TAULANA1991ANITARNTEINIENS BelnTosa gas luulumisnusnAaNd uwn e @ sawgylu

lsameruranilusnule lusaeziinisdnnsedlsaiugnssuuauedndndudedunnd |\ derviey
(Y (% =

wingniguidlsamennlunsifdadeuarinw JemsiinsmIaiveuugliuunmnadansesuas

v v

nsdsrolimngaunandululd visd fidevgauesuuuuuinislaglinieuinsiddnenm
padanses et uassnweteasuins Tunsdewdy “FesUfiRnisnsiansemmsnusniin”
aeldnsssdunnsgiuuinisnnmiieunassi suinveu sausnsmiuinniy uagdah
TannaenIsastayansiiuinisiinunsenswaissagey aglddenimunvesnguuiy lnednnis

sUsuUtayavewiasmheuinMsianunsodeenuathuniuiule

Ananmaunisitase

nsmsatuduiioItadunissnu Useneudie 1. Comprehensive Metabolic Test 2. Plasma
Amino Acids Lag 3. Urine Organic Acids a9tuiilsanenuna 2 wisifivesufuAnismanuius
aansfiannsoasabuduiiioidadonisinulds 3 mens Tdun Tsme1uiading wzanioy
aunAnuianAnnn$3d Tuvueilsmeruianunsudives fUansiamisnsesiunimge
Susuiiedfadunissnwlaun Msveaau Plasma Amino Acids Waznsvadau Urine Organic Acids
fawfazdivguinismsaidadedin uwididsavgiumsinulvanuiuindeufismedens
Tusmstutlagtiu ilesnnlsetusnssummuednidulsamenniinulstes waznisnsradansosis
Anuuiugge Iwhlvisuudsdsmnaieduduaridadediliunn uddosuadunsdsddnge
wazionansfifendadligniosnsudiu sedinmansiaifadens 3 mentsthedu vesgduavsuselon
lusguunanyseiuaunmwisninay wigliednsaiannistisvnisvseUssiudaudslianuise
\DnAnseduduiieitadelsals famnsiei 30

[y

A1519% 30 agUdeyan13nTITUS N ITREN1TT Y Iuunaulsng1ua

A01UNYIUNE Comprehensive Plasma Amino Acids Urine Organic Acids
Metabolic Test
JW.ASIY / / /
SI.5IUBUR / /
Ao UugUAMANURYIR / / /
15T
7137: (59)
ANBAINAIUNITINEN

Haqtu avav. Ifudsisansrhnuiaunssuuuinisuas sanuagrouau3nIsans g
Tumsguasnulsamennluszuundnussiugun iAo iduns Aanamsduiuns uagly
Torauonuzdaununisdiuninisafulsamenvesdninmundnlsefuguainusiaend s
fimunszuvatuayuinnfifetesiumsiulounglugmsufoR wu ssuunsamedouiitae s
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AAURARIN NITYTUINITILUVUIMTIANG M533euarUsuduna Wusiu Tulsudssunn 2563
dthaundnussiuguamwisitunsdeuniheuinisiiiiuszaunisallunsquainuifiaelsan
1nF835N155 w08 1980 wazdaumdeuduunmdSnuinazyaaing aaud gunsal
wn3esile wazvde lunsquagtaelsamenn Wugudnisquadiaelsamenn 7 uwis iFudidiunis
TuTsudszana 2563 ldun 1. swawainsal 2. swATIY 3. 9W.59W18UA 4. ao1duavaImin
WA 5. SWNTEANGINEN 6. FN.5TTUMART LAz 7. TH.ATUATUNS veuLAy fagui 21
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INNTIINNG
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&5 aatuana

5U#1 21 msnszatedivesaudlsamenludssmalieg

sntulidnnisnsganeiivesgudlsamenndslinseunaunngininvessemndlve @l
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3.6 NMSIAUINITAANTBINISALSALAA (Newborn screening) TuUssimanauTud

ANSNUNIULA BINUAITIAUI ANITAITATIVAANTDINITNINLAALUA1IUTLNA WU Lviane
Uszinai laanidunisnsiadanseamisnusniiaiieldadelsaiiugnssuun1uedn d1eg13n13
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Uszinalng UseimauszimafaJudis udnisaiduniss 0an15Annseanisnusniin Newborn
Screening (NBS) Tudl 1996 (61) Inefin1snsaanmnseslsaunivadniiedu 6 1sa taun 1sa
Congenital hypothyroidism (CH) 15/ Congenital adrenal hyperplasia (CAH) 1A Galactosemia
(GAL) 15A Phenylketonuria (PKU) 15AHomocystinuria (HCY) waz 15A Glucose-6-phosphate
dehydrogenase (G6PD) deficiency (62) ﬂ?ﬁﬁﬁﬁﬁﬂﬂﬂﬁﬁ’lﬂ’lﬁﬂﬁ’lLﬁumiﬁ’]L%‘\]lﬁﬁ]’lﬁlﬁlﬂ’liuuﬁm’m’li

[

89 6 STUU (63) M9l

1. szuumslvinis@nen (Education) Aenislyianusiuymainsmanisunmg gunases saluis
dinumileuneferiuamnudifuaziumnsfnnsomsnusniin

2. 3¥UUNISAANTDY (Screening) Aenszurumsaeiietesiunsinnses suudszeviand
winzadlumaivdsdingn Bnaivasdnge msvuds mmmaneaiesUfjiinng sauly
D9N1T18UR

3. szuufinnuuazBusunaneuiennis (Early Follow-up) Aenisuiaiieuidenansiafauni
LAZNNTANMILLAZBUTUNANITNTIVDETUYIINI

4. syuuMsIfiade (Diagnosis) Myidadelasunmddievauamzmg
F¥UUNT9ANTS (Management) N335 A1USAYY N1sRAAINAITSAE)
syuunsUTzLiiumg (Evaluation) nsfinaunanisatiuuluszezenn nsussidunanan
LATHASNES I MUMILTT LU NS

\huszasdveansinszuuuinis Ae welimsnynauiiAslulssmailautudldsunisnsia
fansedlsn dlutiagiueldgislunsnsaienun 1,145 vin TnsAnduainsiadiomalulasd
MS/MS 750 U9 (§ns1uaniudsu 1 PHP = 0.654 THB) gninunsInedlu Newborn Care Package
(NCP) Tne$pidugfoenliifnmsnusniiennausianun (64) souussmeailaludldvensulovisns
n519dAnseamIsnusniAn Wuulouienisnsrauuuiiudiuiu Expanded Newborn Screening
(ENBS) namifte mansradanseslnguenenisanaludagtiuliinseuaquiisdu 29 Tsa uwasdiod 2019
Iefinsussamsnsiadansesuuuifindiuiulsa Teelu Newborn Care Package of PhilHealth

M13199 32 LsAiugnssunin1snsaalulusinsunnsivdanseswuuiinduulse

ngulse 15 Jadavaslsn
Endocrine Disorder Congenital Hypothyroidism CH
Congenital Adrenal Hyperplasia CAH
Amino Acid Disorder Homocystinuria HCY
Hypermethioninemia/Methionine Adenosine MAT

Transferase Deficiency

Maple Syrup Urine Disease MSUD
Phenylketonuria PKU
Tyrosinemia Type | TYR

Tyrosinemia Type I, lll
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ngulse 15 Yadavaslsn
Fatty Acid Disorder Carnitine Palmioyltransferase | Deficiency CPT1
Carnitine Palmioyltransferase Il Deficiency CPT2
Carnitine Uptake Deficiency CuD
Glutaric Acidemia Type |l GA I
Long Chain Hydroxyacyl-CoA Dehydrogenase LCHAD
Deficiency
Medium Chain-Acyl-CoA Dehydrogenase MCAD
Deficiency
Very Long Chain-Acyl-CoA Dehydrogenase VLCAD
Deficiency
Tri-functional Protein Deficiency TFP
Organic Acid 3-Methylcrotnyl CoA Carboxylase Deficiency 3MCC
Beta Ketothiolase Deficiency BKT
Glutaric Acidemia Type | GA |
Isovaleric Acidemia IVA
Methylmalonic Acidemia MMA
Multiple Carboxylase Deficiency MCD
Propionic Acidemia PA
Urea Cycle Defect Citrullinemia cT
Argininosuccinic Aciduria ASA
Hemosglobinopathies Alpha Thalassemia Beta Thalassemia HgB
Hemosglobin C Hemoglobin D Hemosglobin E
Sickle Cell Disease
Others Galactosemia GAL
Glucose-6-Phosphate Dehydrogenase G6PD Def
Deficiency
Cystic Fibrosis CF
Biotinidase Deficiency BTND
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M13199 33 Lsasiugnssuniinisnsialulusinsumnsisfanseswuuiinduiulse mewmalulad

MS/MS
ngulsn 1sA Yatiavadlsn

Amino Acid Disorder Homocystinuria HCY
Hypermethioninemia/Methionine Adenosine MAT
Transferase Deficiency
Maple Syrup Urine Disease MSUD
Phenylketonuria PKU
Tyrosinemia Type | TYR
Tyrosinemia Type I, lll

Fatty Acid Disorder Carnitine Palmioyltransferase | Deficiency CPT1
Carnitine Palmioyltransferase Il Deficiency CPT2
Carnitine Uptake Deficiency CuUb
Glutaric Acidemia Type |l GAl
Long Chain Hydroxyacyl-CoA Dehydrogenase LCHAD
Deficiency
Medium Chain-Acyl-CoA Dehydrogenase MCAD
Deficiency
Very Long Chain-Acyl-CoA Dehydrogenase VLCAD
Deficiency
Tri-functional Protein Deficiency TFP

Organic Acid 3-Methylcrotnyl CoA Carboxylase Deficiency 3MCC
Beta Ketothiolase Deficiency BKT
Glutaric Acidemia Type | GA
Isovaleric Acidemia IVA
Methylmalonic Acidemia MMA
Multiple Carboxylase Deficiency MCD
Propionic Acidemia PA

Urea Cycle Defect Citrullinemia cT
Argininosuccinic Aciduria ASA

3.6.1 UNUINALNTIVD9U89UTIN 829890 UNITIAUINISANNTDINISALSNLAA

ANSIAUINITANNTBINMITNLINLAA LU SEANAUT U TuseAuwIRTNTWAIRIANENUS NI

N1IAANTBINITARINLAAT I UNUIMNTNTTUAITYTUINITWALIT 8UUTEAIUNTVINUYDINUYILIUT

Neades nununsInuinmsannseansnwsnifiannd ldeuugdnieiiuteulusinsqdmsunisdn

nseIIsNLsNLAnuAzAISTILdELSA1UINSA Newborn screening centers 93i38niUaINSFUIA

NUNIUTIIUATUNITUTEAUAUAINYBY Newborn screening centers 13nv13ulag Newborn
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Screening Reference center wazlitoiausuugiAgaiuainasnisiionruauaunmuIng iudy
9l AuzdiU3nwaginaIusaniunsENs19a15130dY (department of health: DOH) wagan1tu
JUAMUKIIR (National Institutes of Health : NIH) laganunsaasunisatiuaiuveusias ey
Ieiwsgud 22

Advisory Councilon F-----------~1 DEPARTMENT OF HEALTH -~ Mational Institutes of
Newharn Screening 2 (DOH) Health
Health Facilities and Disease Prevention Newborn Screening
Sttt Services Regulatory and Confrol Bureau Reference Center
Bureau {NSRC)

Newborn Screening Faciliies (NSFs) 3 Newhborn Screening National Technical i
Governrnent and Private Hospitals Centers (NSCs) ¢ Wiorking Group ® E
(Level 1,2, 3 and Specialty), !
Birthing Hormes and Infirmaries H
_______________________________________________ 4

DOH Newborn Screening
Centers for Health Development  f------------ Continuity Clinics
(CHDs) (NBSCCs) ©
Local Governrment Units Mewborn Screening Faciliies
(LGUs) (NSFs)®
DOH Retained Hospitals

Newhorn Screening Faciliies (NSFs) #
Provincial and District Hospitals,
Rural Health Units, Local Health

Genters, Barangay Health Stations

Indicates direct relationship - =====- Indicates indirect relationship

s

JUT 22 fwemhignuiiidnufgidesiunisinuinsAnnsemmsnusniinludssimaiautud

Department of Health
mhenuiifdmfntesiunsdanisuinsdansesnisnusnida fell

1. 11U 28974 Disease Prevention and control Bureau-Children’s Health Development
(DPCB-CHOD) tHumihsanuiivimiininumu/duusuunujoilumsdnnsesmsnusniiiann 3 9
vieifloflosdanuslnmi lneyhaulugunuuanzyiausiuienng (National Technical working
group) ﬁﬁdaus’ammLLW%&TLLazﬂ’ﬂiwmmam%ﬁL%wwuasﬁﬁdwﬁmmﬁa SN IFUMUaIN
aunasftaelsamenn Taswduiimsiatmnenmsdansesasanaunudunsdnnioiesnansuies

2. Health Facility Development Bureau (HFDB) L4 wu’zzamua’auﬂawﬁ'aﬁ’uaqumi
nraaevAmantAvesanituiidesnisieduduquddnnsomisnusniia (Newbomn Screening
Center: NSC)

3. Centers for Health Development ﬁﬁgwm 17 whahusene Wumiieuveinsens
asrsuavlusziuniinim Jequanazatiuayunisiiauyes Newbom Screening Facilities fidsrin
NS¥NIINEA5190487 WAz Newborn Screening Facilities fidafnasdnsunasesduiasiu sausa

Y] P v & G Ao & a X P v a oA )
f\]@ﬁiiw‘ﬂizmmLW@EL‘?JL‘tJumi‘Uﬁ]’]w‘-‘0’1LﬂuiumimmmaLLaQ‘U’JEJLWEJIMLﬂ@MW:UG}EJLuaﬂuﬂﬁiiﬂm
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4. Health Facilities and Services Regulatory Bureau (HFSRB) &1 %1 1 IERIEEE AMAIN
anunenuait unefouiu Newborn Screening Facilities annvndaria Irduluaumasgud
DOH finviun ﬁgﬂuﬁmﬁumqaﬁn% (M3ARBAYAT) LATNITUIAITALANITALIALIA

5. Health Promotion and Communications Service (HPCS) t¥untiagaiudi ieus 1y
Newborn Screening Reference Center (NRSC) lusnumsatiuayuuagingunstoyainiaisnsveny
mhguimIAansowInisnAaliugUsEIA

Newborn Screening Reference Center

[ [

misnunelianiugunmiaii (National Institutes of Health : NIH) fvtihivan dadl

1. mwuawuani1alunisd ungid sunueaudy Newborn Screening Center, Newborn
Screening Continuity Clinics, Center for Human Genetic Service (Lﬂ%ﬁ?ﬂéﬁmﬁmmﬁm
WugAans 19 geneticist nuTuNNg unndialy netuna Unlawuinig induns dnls
Fu3ne 1ndeinen Jud) viossdnsduiifendes uasdorimuadunisusefuganim
WosUURNT3

U fURIUNINTIIRARIL

AIUANAUAANANVBIBIUFUANTAEUDN

mLLamuﬁuamamsmsmaaumwmﬂgumms i’m‘Vl\‘i‘VluLUEJum(ﬂiUUiﬂ’ﬁLLauNU’JEJ
91LLaL‘uaﬁ'ﬂ,‘ua@ﬂ’lilﬁEJ‘LJ'iLLauﬂU‘Uﬂuuﬂﬁ]ﬂiiuﬂ’]iﬁlﬂﬁmimﬂ’mmiﬂﬂﬂian'l'iﬂLLiﬂLﬂﬂ
MAUARAIUNIAEUNITARNTBIMISNLINLAA tnesuilaiu DOH
vimihiiduauinseueivinudunisdnnsesmnsnusniin

N o RN

Newborn Screening Facility (NSF)
Wunmiigauilideyawazainusiioinisdnansemisnusniiaung unasesluyiasening

[
v

$9ATIA, @JLLamSLﬁUﬁaasmLﬁamﬁadqm’m, a'a?ﬁaiqm’sf\ﬂfdé’q@uéﬁ’mﬂiaamsﬂmﬂLﬁ@ wazilntng
Aamugunaseslunsdiinansaavesmsniduuin werrlunisnsusuguanisn demine NSF Ty
Julsmeuia anwiaaen miheuinsasisagulusuun saluianddneneg nsdnnsesagld
Aonandui1reanInnenacuLnsTa1e 910t urinnsd i sdems1lUss Newborn Screening
Center (NSC) Famsifivdsasmsaiuuuziliifiumelu 48 $2luq usiliiviu 72 $9lus wdearnmsn
Aaon Tasuwnd, neruia, nimatinnsunnd videneuiannnsATHLANTEUT (64) Amsnilia
n5fiduund (negative) azgnssarunielu 7-14 Yuvinnis (Huandudild$udadsnsna) usdmn
MINANANITATIVAANTRIRAUNR (positive) AzTresunanauludianruneiuialaeaiu Lazazaos
I§sumsasaiudusnowinnssnm (64)

Newborn Screening Center (NSC)
AUGANNTOINITNLINAN TARIAUTEAMUAYEY The Republic Act No.9288 (The RA 9288)
Fefinauivisdu 4 4o il

89



1. fesUfiRnsfiiunsusesnunmuazinismadeuynmmageuiiussgluuinisdanses
MIALINNA

2. finmsesadesulunsdfinansisvesmisndy positive waglunsdinsanuiinisniniie
HAUNANISRUENSTH

3. UARINTABINIUAITOUTUAINTBN1MUAYRIE T UFUNINLW9YA National Institutes of
Health (NIH)

4. wousulin13n3395uTRIRAIN (quality assurance) lnetia8971 Newborn Screening
Reference Center

gudinnsesmsnusniiniiunusiogldsunstungfoulnoaanduguaiwusisnd (National
institute of Health : NIH) Useinafl@UTudlaudAnnsaanisnusniia Medu 7 Wi nseaneegng
Useine fagui 23

P‘.mmn Marcos Memoral Hospal
and Madicul Center Daniel Mercado Medial Center

NSC - SOUTHERN LUZON

4 conlisrece. S .. ¥ NSC - CENTRAL VISAYAS
(P Eversiey Chids Saniairium and
Tl ) General Hospaal
NSC - CENTRAL LUZON L
Angeles University Foundation .
Medical Center o o
: y P i
1 ®
NSC - NIH = [ L ] Wt Visayas Stte Uniersicy
UP Manla X Medical Cencer
rﬁn e "
s 3
@ Future NSCs Nsc MIND, (s

Southern Phippines Medical
Canter

JUT 23 n1snsraneaudAnnsaasnusniin Tudseimailaudud

Newborn Screening Continuity Clinics (NBSCCs)

Dunmideeufiviaunield Newborn Screening Reference Center wardnule91u Centers
for Health Development (CHDs) ¥38lun13@nn1us Ua8 Newbomn Screening Continuity Clinics
(NBSCCs) gnaasadululsamerunasgiieiuussansnwlunmadidsnsquagvaslusrezen 910
U9ya31UU Newborn Screening Continuity Clinics vasUszinandutud luidsunaiau U 2020

yyy

WUIANITNOAWISEY 15 LAY fﬂﬂi‘l_h/] 24
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15 Continuity Clinics as of October 2020

7 (QeacavaN

@ saciio * llocos Training and Regional Medical Center, Region 1
@ LAUNION = Cagayan Valley Medical Center, Region 2
e A = Jose B, Lingad Memorial Regional Hospital, Region 3
OMMMNM * Baguio General Hospital and Medical Center, CAR
@ Manita * Philippine General Hospital, NCR
@ CAVITE:,_ " * Gen. Emilic Aguinaldo Memorial Hospital, CALABARZON
¢ ¥h NV « Bicol Regional Training and Teaching Hospital, Region 5

&, 0_"“-‘" = West Visayas State University Medical Center, Region 6
o * Vicente Sotto Memorial Medical Center, Region 7
plpY * Eastern Visayas Regional Medical Center, Region 8
: D“_o,;_o Oee * Zamboanga City Medical Center, Region 9
* Northern Mindanao Medical Center, Region 10
* Southern Philippines Medical Center, Region 11
» Cotabato Regional Medical Center, Region 12

ot T

||| @) cAGAYAN DE 0RO
DcoTABATO
@ ZAMBOANGA. @ pavao @ Corazon Locsin M libano M rial Regional Hosp.
. ) to commence operation in last quarter of 2020

a A s

g‘iﬁi 24 Newborn Screening Continuity Clinics ¥9Usginanaulud

suiuledn unumminfingnues Newborn Screening Continuity Clinics #e Yreatvayuli
Annisguamsniildsunstusunavinluszezen veludureamstafinniunisine msniuau
wnsgulunisdaiveazemisnenisunng sawludsnisdalidewazemisnisnisunndun
flwoehadiosme Tnevinausaniu Center for Human Genetic Service (CHGS) uanainiaiinti
Idayanan1sinnun1sInw LAz e IaEUiewnniienuy Newborn Screening Reference Center
(NSRC) wae Department of health (DOH) wisldlunswamunuleuesely

dmsuuszmalneiervglinnuiudin1saidun15n 59NN 50N INRS N ALUULAY

£%
P

Juulsalagn1nseeaudannsamsnusniintinagidniadaladanuisasidunislaluvued

faa

W312NIRTIIAANTeIIREmalulad MS/MS feilumaluladdugendndusdedidnivermansid

4

Anut gy Wenmguagitumsiineusilunisguaiaios lunsdazdinsliuinislusuiandulngd
mMsnsanvuTmgudlungaymamuasasduisnsidululfunian Faduismsideaduiuns
n3IRfnnsaenIEnsativsesdgesiuunarlsn PKU Tumsnusnifn Jagdurinmsnsianuusiueaud
lagnIuINGIMIATNITUNNE PINNANITNUMIUNITIIUINITNITATIIAANTBIMISNLSALAR LU SEINA
FAUTud wudn vsunduglimansvesUssmeiauludidunyginig envvilinisauuirudedldiaan
1N Fsfimsnszaneinveguinafnnsesmsnusnifiniileliannsadedmnaldmasmunai
fmun Wefinnsanusunusemalnenisauuiauvudsiianasainuinniuaslifidediind 1y
giimnansunn MsngudnsIdansemmsnusnindadululs wdesiamnszuunisdedsnsialeid
auTInEndu lngarsiaundomnaimydmiunisdsdsdmeafionnasdessiaianiissuy
swdlddufiay (EMS) Tutlgiiu fdumbhsruiifsforsiimaniesudu

YNINTLUNLIIUAIUNITOAUIATEUUNITHTIVAANTDINITNLINLNAVBIUTLLNAN AUV U
a0t Usulslulssmalnglaluniu nanide UssmanautudinisurannnsNUsneaIunig
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Fansosnsnusniie Sedlunumminiidfalunslifmuinumdunsdansesmsnusniinegadu
osdaan Taglalldsumeiinisdanseslsamennifissednadien sl ludagiuusemelvedslainued
UsnwimsAnnsosmsnusniiauisnd dsazdaeliduinwnaglimuuzinieifunisysannis
TTUUNTAANTBINITNLSALAA §1uT0ya N1TTUTRIRUAINAUTAANTBIMITALIALAR kazNISAAY

ARRINAITANNTOINITALIALAA MUANTINVDIUTEINA

Tumsuszgunmzyhauimuszuuuimagadnulsamenn ased 2/2564 didmlddude
NnnaAnemanimsumdlalianuiiuinnsuAnemansmsunmddslifiumiiazduiunn e
dnnsadlut 2565 dustazFudniunislud 2566 Fesnssvrumsdniunulunsazdendosdinmiie
FauAuAMEnIINNITeu I UL warLa n (MCH board) nsueulle/nsun1sunng/
nsuIngmansn1sunmg laen1snidininssaunsuvensensuassugulidudsuiaveundn
\osanazdunisfnnsemsnusniinssdund wazdesiinisnunuuagmdesuseifiumneg i
spuunTIUddsdmTaTeUsTnA SsTuUasaumATisRnauRansnTadanseudmaniina Ll
vandhgnszuaumsitadeuarinm savimsysannishufussuuiifiegifuveamnianmegnies
nsesssesluu lnsnnnsuilieifesiosnoiufuunummiivesusasmiissnuuasnisiuindoy
milfasuisszuuidielimsnusnifnynamdfeuinislduaglduselomiass uasmnluewianiing
fnnsesfinsounquarannIndosesmAnadansedld uenantnsuinermansnisunmddum
wdavhuunufoinmsdansosmanusninssfuralasnsidusmmesidnufedomninedaus
Tsmeunafiazduvinisnluaugudlsameoiniviinssnu uaziideiaueinlusuianminesuisy
Aansedlsaiugnssumnuednmsdansosnneniadnsosdeesluuluniouiu eoazaindenis
U3MITnnsFuEsdmsan vlflsmeuiadumslddosdainsenunses 2 seu uaﬂmﬂﬁ@%mmm
AUNIARNTBIMISNLINAR WTBLaUakUE I TagiunsAnnsemsnusniindsliguassadfty Aans
Aanumisndiduaiaunfidnfunsenaidedouazdnu devinldsnsesay 50 Sadaudndud
mhgnunaigasatuayulilssuuasnsismuiinaunfdifumnsatudu suwfinseinns
Trienufunasesvidoasisae (public eduation) igaftungulsail Ssoravhliussrulsinsewiin
vielaifdnngulsaidldlalinnuddylumsiiindgmasnulviafian dnfussdusznouiiddy
3amsfl n13l¥in1sAnen (Education) gfunAsaauazunme nsnsradinnges (screening) N13AnRTL
HilHaRAUNR (follow-up monitoring) N153194d (Diagnosis) ms%’ﬂwuasﬁuqummw (treatment
and rehabilitation) uaﬂﬁl’mﬁymiﬂmmyﬂﬁyq Task Force on National Newborn Screening 1ag
Fufledusinerdunuisunmg wiaUssmalng aunauseuldviewnn/dosu wisUszinalng was
mieuAAsy TN MCH board Liieysannisnisguanisnsadansesmnsnusniin uaziideiaue
W adav. Aamuuszifiunanisdansesmsnusnifaidussey Periodic - Assessment il aUseiiiu
arwAunth quassdatos wasnadnsesetesdas 1-2 ade
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uni 4
agUuazafusenanIsAne

4.1 ayUnan1sAnunisAny

N5UTEUAINALAIURINITATIIAANTBIE UdelsAiugnssuavadnsgmalulaguny
LA g auntnsumns (MS/MS) ﬂ%ga‘ﬁTsz’ﬁﬁmiﬂszLﬁuﬁunu-asmﬂsﬂwﬂ (cost-utility analysis)
ALUUINaDY Decision tree analysis @115 UT1809801UNITUVDINITATIVAANTOILTA AL
wuudtaeansaen dmiudiassaniuzavainvesiiaelsaiugnssuunuedn famnsansiade
nsedldremalulad MS/MS S1uau 41 Tsa msfinwil wuth nslinnsdansesuunifinsuoulsaly
msnusniiaynefdunussaninadiudiinsgming 259,824 - 576,711 vinsedgunny Fufi
FunuAnTIIRAnTosiaazg18TiATg9i 150 350 waz 500 UmMwazgAnisalveslsa IEM 7
1:8,400 1:5,000 wa 1:3,000 Inssnduyuendnnsosanauas/viegiRnsniveslsaifinduagyiili
A ICER fuualifuanas winaniunsalifinamndlifanudualuuiundsemalne Weideuiy
ANUANALAY 71 160,000 U ndeTaunig

4.2 afiuseHanIsANE

MsRnuilvasaamiunulsyABadfinfiuansnsainnisine Tull 2556 vee Sysal
oy wazansz JoinsusziduauduaivessnsiadanseslsaiugnIsummueansiaaisuilana
Lan 97U 6 15 Ao IVA MMA PA MSUD PKU @z MCD Tagnuin1snsianansoduassnuilse
ugnssunuednvinansluanadniiidanausunuussvEnadnuineiiy 1,043,331 Unsie
1 Ygunniy msfnwivesSysalyguazanz nue ICER gandmsAnudagiiu iilesainnsuseiiiu
auduailusfnmsussdiudios 6 1sn silioralildfarsanadwsfiagfinduainnsdanses
sanun oeslsfiny Tou@ (conclusion) vesnsdnuiaaadliuandeiu fo madanseauuuLiia
Frundlsalumsnusnifannedshiiauduealuuiunissmalng Afwaiuaudueii 160,000
usedgun1ie winsnwiagtunandiiiuinnmsdansesiiuunliiuduamnilgUiinisaid 1 e
3,000 57¢ LLaz‘mﬂﬁmizmﬁé}’unuﬂizﬁm%wadaul,ﬁmia?l%ﬁm (life year saved) agnuinialnaLfes
fumdesninwnuaudue lusuresnisinulsaiugnssumunivedn nsAnwiidedunuuay
foaguilaonndesiunsinuvesdysaiygy uazaae U 2556 nanfe nMsinwineulionnsuansis
ddnflanuduannnidlaisuiumssnymdsdiennisuanannanain

nMsUszduanuAuAweInIsnTadanseslsaiugnsuumvednlulsenalnglidayin
uwanseiufiuNsUsHuALANA1YBINTSRTIAAANTadlsATUgNSTULM VBN IRemAlulad MS/MS
1u‘dszm¢1ﬁ'ﬁiwlﬁqa (high-income country) laiwn @nsgoLusni 89nqy Aunaus LAUIAI
goansde iuea wasui gean samﬁwizLwﬂﬁﬁswlﬁmuﬂmaﬁﬁqﬂ (upper-middle-income
country) agsUsEmAlaUIUBY B9nsAnwIFInaINUIINTRTIRRNTeIlaLduAT MsAnwdIy
Tugfld38n1susealiunuusuunala (36, 38, 40, 41, 45, 46) wavdunuassauselevd (34, 35, 37-
39) HunamsfnuliisUssliuwuuAuuUsEaVENG (42-44) Msfnwaulveldyuneamisdeny (36,
37, 39, 40, 43, 45) JuNDIVRITTUIANIBRLTUIANT (34, 35, 38, 41, 44, 46) UATYNLBIVDINIUNY
(42) AdssuisunisaaRansesalsmalulad MS/MS d@rulugfeluiinisnsiannnses (35, 39,
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41, 44-46) waztUseuisuiun1sAnnsadlsaien tawn PKU (36, 38, 40, 43), MCAD (34), CAH (37)
TA8ANULANAINTENINRANISANEIAIUIT0DT U8 LAINANULANGY AT

4.2.1 gUANIlva3lsANUGNITUUAIUDEN

wildumesueiisfuteaguiunndntuvesnis@nvitagiuaznsfnudug Ae A
uansnafusugifnisaivedlsa nanafe UssinafislrngUinisaivedsagsdanaltnisnsanseslse
fiugnssummuednsomalulad MS/MS fuwliiuduen Tnsannzegradslungulsafinissnuala
Usednswan (49) andeyasieugUinisalvesisaiiugnssuaivadnlusiielsema wuin lu
avdgeluinn wugdAnisal 1 sie 4,352 ludsemanouieide o1 guu ldniu Ju dealud uas
WaUTud wuglnisal 1 vie 8,986 (5) 1 e 6,219 (6) 1 s 3,795 (7) 1 sio 3,165 (8) 1 #id 4,832 (9)
amawy Tnglutszmalneddliinssenugdinisalveslsaiugnssuuniuedn Teyaiidlu
mATedsldnanlasinsthsosnsnsansemsnusniauuuiindurulse (expanded newborn
screening) vesgudwianulwdaiulsaRugnITUIAURANLALATIANTBINITNWINLARA (Center
of Excellence for Inherited Metabolic Diseases and Newborn Screening) Mg nynema@nsAss1%
L5ame1uafsny adunisesisfansaamsnamzluwansannuiuas wugdinisaivedsa 1 e
8,400 Feenanduduaniisnnianuduaiadesndugtinmsaiinmglungammumunsiviidu §
auuAgiudigUanisalvedlsaiugnssuiunivednlussdandnlasianizdandnluain
pzfusonidsanieurazgsniluwmnsammesnuas iesnsasnsudsnuluedogfiganiiuas
founder effect Tuuszang eenslsfiny auideldinnsianunsaliidetinisalvestsau 1
9 3,000 wmfwﬁé’mwmué’unuﬂszﬁm%mamuLﬁm 344,719 vwsaUgun1ie Fadenunnninau
AINANAT 1 19

4.2.2 (WATUAIUANA

msfnwianuduidwlngfinuindudunisluniunvessemaniiselegs afmuniwau
AUANAT (cost-effectiveness threshold) gandtuseimalng wWu n1sfnwiluansiverandnsly
\naueiAaALANBY T 20,000 — 30,000 Usus (30 800,000 — 1,200,000 U %) edqunnie (34)
maﬁwﬂuaw%’gam?mﬁLﬂm‘fﬁmmﬁmma&ﬁ 50,000 Aeaals (1.6 auun) delauniie (32-33,
36-37, 40) N1SANYIULUA Ontario UszmﬂLmumﬂ%mmsﬁmmﬁmma&ﬁ 100,000 naaals (3.2
duum) sedgunnay (38) etinamieuduandudmidsiuansiennuaninsndiunmaiunisade
vos3glunmsasmuinuaunm mafsuamauAnuAuA IRty aLarUSUNTeIsTINATL Y
Dudfy

dwiudsemalnowiasinsasuidasmaumiuduaiannida 120,000 vindetguanizdy
160,000 unsalgunizlutagiuuds usimauanuduesina1senadilimunzandmsulsanien
desndulsafiAndesun Yselomineiuiassmanifiazifntulussdudsssnsiedosnds
wnsmssuguamdmiutgmavamiinduaudwiuinn fafu Teniafiinnsnisquaindmiu
lsamenaziinauAuA1dWtey (55) nsiarsanansusslevilagldmaiuanuAuaagiiuiu
TsndunTeenaarligfsssudmiulsemienn Tull 2018 ISPOR Rare Disease Special Interest Group
I§AfiiunausuaNi ey sUseidumuduad afudeyasnnisdunivaliedn
tnivimsfivhauludssidulsamenn (65) Tasszyimidsluanuvinme fe 11591AKLININNS
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Uszidiunuduenfivanganiulsameiniagians fansussiiuanudualaisunfsnduiunis
gnuaziinnulsiuiueuesiausgs ieulsiuedtnuassunineinsuasfununisidadouay
Snviflesnnifiutoyanndithetesse visuieiisnsussdiuiusiususinanisussifiuaudue
fnlddoazuinunmsnisauninian ICER gandnnaiuaandaladne deliduen duunansdsema
Wy Sangu aflennaud uedng aladide Tsunde uauinn Wudu Ifdmuameiuaudueid
unniummuanduadldlunszuaunsund (56) egnslsinmu Ysemalnedslifulevieivaiau
Aeafunsdaviiweuauduaidmiulsamen uaﬂmﬂﬁﬁqﬁﬂszLﬁummﬁwmaiuﬂ’mﬁu%’amua
nadndIIguINsTzEUazvaLAdslieRdums e ssiugd MU TR TIngaslsam
670 (65) MeAnwEIsiitaiaueuugliymuaulouieRnnsaundeyavanedulsenounisiadulads
ulou1e 11381435 Multi Criteria Decision Analysis (65) nanifie Wunisfiansandeyadudug
Uszneufudeyaninuduan 1w anugulswestse Ussdvsunavesnmnsnisguan iJusu (55)

dmivusznalne Tulsuuszana 2564 avay. Ifdmuanusifiansu/dedulaiiousss
wasnseuguaIdmsulsamendudniusslonilaglifionsan 1. anuduaIvaesumans
nsdlliduarlffansuninusifiudinniy rule of rescue FsUsznaudae n) ldiimadendu fianns
snwilaoldouagzlalden v) Wuer/naluladildviesnudin 2. A15zsuUszaINTeITEUY
wanUsziuguamuiand 3. fuwnesufud 4. anundounazaudululdlumsimuiaiunso
Y995¥UULINTT 5. Fefinsanifenionsan (59) msAnuiidsldmunudeyaililunisinaula fans
UseliluAMUANAIMINLATEIAENT N1TIATIERHANTENUAIUIUUTZNIN NTIATILVAUYUAIY
Fudae uaganudululdvesnismmadansosdanandlunanisdne uenaininissnuddae
ﬂ’uqﬂismmmuaﬁﬂﬁ%Lwié’fﬂiajLLammmsmﬂﬂﬁﬁﬂﬁaLLammmsmmﬁ‘ﬁﬂlu’mﬂé’qs&aaﬂaﬂﬁ’umﬁ
\Annnzunsndeusuluganuiinsansviededinneutesunis dutu UssmadUuiSeuidiey
dnsmsidedinuazfinisvesgUaslsaugnssiumuedni lisunsnnadansesiemnalulad
MS/MS fugtaeiililldunsnmadanses nuidasmaidedinuazfinnsanasainiesay 73 e
Jeuaz 15 (5) uaziimsAnwilulsemeeeamsiienuindnsnmsiiannuiinisvesUlelsniugnisy
wnuednanasiniosay 18.1 wdosouay 2.8 (48) Faunsdnnsosemalulad Ms/MS Fadu
FBasiiduinsgudmiuiumgiaelsaiusnssuumueanvinasluanaidniisidunisudalu
vangUszinAdseldgs

4.2.3 Anessauszlevi
nsiAvfeyaressaustlevidadulssifudifauimedusgisnn anmsnuniy
I350UNTTU WU NsUssiuAuANAIveIN sANwludsUsena wu Tusgwnda vesansgelusm
T¥AnessavstlovianmmumssanssuilndldssiuannrauamuaznnzunsndouiiAaluin
fthedulsamenn TaeldaressauselevivesUaoilifinnzunsndoud 0.90 dslndiAssiy
nsfnmagiiuil 0.93 udressaUstlevivesnsiinnnzunsndeusiieg nsinulusgifindaasld
AressnUsslonifigindinisfnutiagiuunn wu inlselniFessegdl 0.67 nsiinlsatiygroou
(mental retardation) TdA1assnusslev 0.79 wazfthelsadunuusuuss 0.20 1Hudu uenainiiile
finsandessaustlovianmsinuilulssmeiiuiaus (37) wuiAressausglovdildlunuuiians

lunsdinlasunisAnnseseyil 0.92 FdlnaifssiunisAnwivesinedl 0.93 mniin1izunsndauay
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Ulugmnuiinisuialisunss (mild handicap) lda1assauselovii 0.89 uagmniinzunsndeu
ulugaufin1siinguuss (severe handicap) Tr1assausslonii 0.76 Fuluressauselovi

va o

a{' ! a 1% | W = Aa =1
‘Vl@jﬂﬂ'l']ﬂ'ﬁLﬂ@ﬂTﬂ%LLVliﬂ‘U@u1u‘U53LVIﬂIV|EJ§J']ﬂLGU‘L!ﬂ‘L! I@EJﬂWiﬂﬂU']VlWULLau@u@mzN'l"ﬂEJUigll']ﬂJ

Y
Na

nsaessaUszlevilaglding esile 16D measure Faduinieadiodmiuinaunmdin (Health
Related Quality of life) Wnegnauies tnednlngldladunneny 12-15 Y FafidedrAnlunisunanld
Tuusunussmalnerisluduresnvivesiuvasunia msdnazuuteTsnUslon wasnguengiiay
AaULUUdRUNY MsAnwluanigaisni U 2019 (66) Tadnessauszlevivesvaelsamenn laun
1A Krabbe disease, phenylketonuria Way Pompe disease 1agld38 time-trade off in338A1MUA
anunsallsif{meunuuasuauduIu 862 Au 3 anunisaide 1. mngmeuiludihedlugfiiulsa
vgnauyln FemnuguLsIaNseiY (mild, moderate, severe) waggiananiiFuiiennisuand
19aadin (infancy, childhood and adulthood) fiwansnaiu 2. ngmeudugUaeinidulsam
gnauva FANTULSILANA1SAY (mild, moderate, severe) wagdisanfiizudonisuansnis
Adin (infancy, childhood and adulthood) fiansney wag 3.mngneutdugunasesvessiaed
Hulsamennanuaila foanuguusuansisiu (mild, moderate, severe) uaztaananiiizuiionns
Wansvemadn (infancy, childhood and adulthood) fiwansnsiu wanisFnewamuinAiessauselowd
flFnmsifednanndmivlsn PKU Sangenidessausslesiildlumsfnunilisudontu
og1dlsfinu nsldaressauszleviarnmsnumuissunssumsUssmadaidesiin iesain
vsunuasladenmedernvesinsUszmalimiouduuszwmealne msdadulsamentusisuszime
91vdnansznuaeaunIMdindesniinisasidulsameinlulsemdlng daunisuszifiuan
assﬂﬂﬁﬂmjﬂéfﬁsﬁ%ma‘dszmmmﬂﬂaLLW%&TQ’L%WWQJ wUI1 Tnnsandunisiuuianisdnen (67,
68) n13fnwillddayantessnuszleviannsiiudoyadieinieaile visual analog scale Tu
funAsasuasrUe (proxy) Tasanusaifudoyaldamlunsdigdaslainnzunsndouminiy
desndaiiadunauaznisszunvedlsafnidaldalalsun 2019 Adwaliaslallduny
uinsilssmeruialudaefidnisduteya duiy auzdidedddaessausslonivosUaedd
amzusndeudildinannnsinuwesdysaiyguazans Jsldinanemaiiureunmdidevalag
Jusiaunu (Proxy) lunislieyaiununm@ingUae Inenisussiliuaunmdinvesithewuuly
szuU neTesiemsindessnuselovimifuinpsgunuuumsUssidumeluladiugunmues
Uszwnelng (50) Ae EQ-5D wag Visual analog scale (VAS) ttelAAunm@invaasiiaedildidum
wUslumstinsgienuduaninaiuddesiosfianuasrilinansinuiauindefonntuld

4.2.4 YAUVIVBINITANE
a v Qy dy Yaa a IS 1 v | a 4
NuITeFuildIsUsuiliumalulagauguainlunatsusyy lawn n1sussidudunu

assausglond nsiesieinansenustusulszana nsAnwanudululd waznisussidudumu
At udae Fadunisuszidumaluladdruguain (Health technology assessment: HTA 7
AouteATaUARY N1sTNsandayanudugUszneululsenuniasiiauddglunsdlsamenn
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Wesnlsaiugnssuunvednidulsafinutos wiflanusuusann mnnsifianzunsndaueia
lganuiinisansvsaidedinneuisduaisle

4.2.5 F291MANISANEI

1. saiugnssuweuedndadulsamenn winauedideazyihnisfiusiuniudeyanyszsidou
970 3 lsame1uia laun Tsane1uadssny 1same1u1asundud wazan Tuguaiminuiagiia uda
wuindsuugtaetiedu 180 518 Tusundidudaedldsunisnsadansommanusniinduls
TUINITUUAMUBANTIUIY 22 518 AIHARBNITIATIZI survival analysis kagauuNsSnw Jadnin
susruaunguietwilvuisanurguawlinuimnniaifiauls W ldannsaiieszideyaves
15A Hyperornithinemia with gyrate atrophy, Tyrosinemia type 2 &% Homocystinuria ﬂmwﬁ%’a
Fehmssgtielsnidnlungulsedl 1 Wevhnisinseimuaniuraunmuesgtaelaenisduun
JungulsailAnannzunsndousessuulsyam

2. muusiugvesnsszyszeznanfigUaeldsunisitedelsaunsndeusinag enadunidy
fodria ifosndUisvissossnialsaunsndeutuuilunsuirdlsaunsndoududifieln
Toyafituiinlunvsslouaansoszyuiumdnuingtaeiinnzunsndeu uienaagliniugrinis
Anamzunsndoududuiausidels

3. MIAMWIUATTIIEN 1N TINNMTUNNEINNTTUNTSNT 50 Tugddnu lunannis
Aasigiuteya e-claim lngAumdUaeainsa ICD10 udrumIgUrelusuusnmsiian. Ay
audlsrmennuaiinisveidnarsnewinlug 38nnsiddedin fe dileivglianudiuiinisas

[

e 1ICD10 TutlaqUudilignssanasasouaquunin widuisndululdunniigaluvandndia

4. \fipaniuiugtenlasunisdansesdidndn Flia1unsadnseinuuansNUBINA NS
meguamsenidUielasunisAanseazlilasunisAnnses wu lentamsiinnizunsndeu
(complications) #ian15L@8TI6

5. MsUsEluANANAIMILATYgAnansluas il delulasiusasvesUselevinlaannisny
AUy unanlunsnanguidesas fe vieuazudl iviseties visegdnazillanialign dalsannenn
ddluggiulsameiugnssy mnvinsuszdiupuduanaasegmansvelsameInAmIsiansm

fanaUsglevdlunistesiunguidssgene Faluwildudinasilvinisnsiadansesdianudguauny

6.MRATERunUANLIUUIY SuduAn mortality cost aawsUieeny 15 U aununengde
(100 ¥) 9199glinailiasviounnuass imsnzeanaduseeinsusadunlalaisusuvihanuieny 15 U
WASN018 22 U (MdeaunsAnwuTeysyInd) wasneavinaunduntene1esnunis
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4.3 daausuuzigeulyuny

1. alaw. msia1sanussIIaTafansesiielsafugnssunuednuuutiindiuaulsa
(expanded newborn screening) sagtnaluladunuiay wua adnlnsiuns (MS/MS) Ldudns
Usgleyinnglandnuseiuauainuvianid

desniduitmafenluagiuideauiuglumsssyiagiouaslinisnvineudiennis
wannanddndsilinadnsnsinuaua Jostunisiiannzunsndeuiiilugauiinnennslé
IAEANHANITIATIBRAIUAUAINIAATYAIANTNUIINTS N BLIATUGN TR UaANNaUTaIN1S
wansvanadindinnuduanilefsuiunissnyidedennisuds uenaind lsatugnssummuoangs
dulsadinelMiAnaugydensiuiasugianedUisuazgnddudiuiuinn uazsdadulsa
catastrophic illness fidasldaldansgalunisquasnuaurinlinseunasivszauanzduazaisls
Usgnauiunssneludnsusslenilussuundnuseiuguanuisnfudawinisiumgdiemniunis

[

Shndaduguassadidgviligielsaiugnssuunvedndsladdndiausnng

o

2. w@ue alaw. eduniseall

Ao 1

2.1 W154161959451A1 (Unit cost screening) N155Unaaun30318lalagn15lad1us 80991 I89U
MA3gRsURAveULATE YIS

2.2 ifiufoyamssuuinisamadanses gifimsnivedsa nsianmuiiieniunisitede saviadym
guassadmsuimukasvenanisaniunisiussesnaly

2.3 HpUnNEANEIN TR TEUUUTNSUaUsELANUAEYaUlAUS N sas sugulun1sauasn Y
Tsavnenluszuundnyseiuguaimuiand saviuusuiunisiieliiAansdidauiniseda
fadlaedifian muisdaiuumunistunsdougudnmadansossamenn uumianis
Fausnsdnnges uazszuudeya (software) wagtiingunuannssnaaianndsaunazausiung
vowywe Useinelng (wa) Sundunngyiau

2.4 Uszanudineunmugnssunisemuazeiiodsinnistunsdsusuarunmnuednifionts
Fnwlsa IEM 119n1159AUSANSANNT09Y Lagseuudaya (software) SR IUAULAZATOULIAN
dusumssdunsiassme

3. PUILIIUNNYIVBIAITUF DAL IAVINTLUUNSTAIEIAINTIANLUTLEANTNIN 198a1U150d9TIRN5I9

faauduuRninsiafansesemalulag MS/MS aelu 24 F3lua

4. AISHNNSINFIAULAUSNEIAUNITAANTDINISNLSNLARLAIEIRL D IAAUS N kel Lz
AEINUNMTYTNINTIFUUNSAANTDIMNSNRINIATasUTEMNALNY §1udaya NMITUTDINUAINANEAR
ATBIMITALIALAA WAZAITANNURARILNITAANTDINITALS AR LUNINTIUVDIUTLNA
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