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CHT Congenital hypothyroidism

DBS Dried blood spot

ENBS Expanded newborn screening

IEM Inborn errors of metabolism

PKU Phenylketonuria ¥salsaAfaflayse
RD Rare disease

TMS %52 MS/MS Tandem mass spectrometry
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NUIYASIAAANSDIFH 0TV HHHIBUT NS ASINLIUIaNSIURD AR NI SNNAUNI A5 DWW

MsiuAvaunsiaionsIadududnuiusfiauacanudovsoulsalungulsAnugNssHINATUDEN

P
o A

WU U nuwImMezavaudMsguaiUielsamen muaiufivsns Jeoil

2.2.1 nanlsansaozflu (Disorders of amino acid metabolism) daLiunaIaaN

- wsfiuiden 1-2 fadans dewduwwnilodalu ld Heparin tube (FhEiden)
150 EDTA tube (/h&0v)

- dedeeUfuAnisifiatduuen Plasma vufl (WSonelu 4 Filuendoian:

dneunihude wielAulugidn) wwnifiuiamzain Plasma laiwen Buffy coat
- wiudv (Freeze) Lﬁ'a%a&io&ialﬁmmﬁoﬁawﬁﬁﬁmsmmwﬁuﬁ%uﬁ%au
- huflussaBsuusudlalunsz@nrhudordonaoulnafiussyruie wie Icepack
\esnuigaamnRiszninashaesaoteg

P

EDTA tube (ph&x29)

. WVIULaWE Plasma
JuLLYn
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soulnsovdfinifiasvsosluulnsosd Fufianuddudonisiiulauazimuins
govaney NMsrhviwgavseanlnsovsagmuldmsaruananlalumanda sonldanovlazson
Insews (Hypothalamic—pituitary—thyroid (HPT) axis) sasluulnsessianslolofmdnain
Usznouddny fBunasonlsdnanvsfiafiividoslunszuinnsadronazndvsosluulnsoud
mMarnsovgesluulnsaususiiia (Congenital hypothyroidism, CHT) duunidusAaugugi
(Primary CHT) filinananufaunfivesdeonlnsessd wazwfianfund (Secondary CHT)

'
=

fiRanANuAaUnGvesdonldaney wuldiefiduuuuniis (Permanent) wazuuusins1a
(Transient)

Aznsovgosluulnsodudinda inanmsoasesluulnsesdfadusoslun
fidftysionisiaseulAulnzeus1onelaraNevPadNIsn duNalENISNENMHUINIS209S19Ne
wazaNowuNNsay drnlusjazlifonmsuanveanzovlsaludivionony 3 wWeow amisadovin
wazsnuwildmnlasunisitasunazsnuinieluoty 14 THRAIAFA NISASIVAANTDINIZ
nsovzasluulnsoudusdrialumsnusniia Sofanuddunazdndulumsitadelsa iols
mMssnwldiuna mslinissnufiaidianeinisuansesnzaslsaazliamsaudlanii:
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N1SASIAAANSDINIITNS 0uT0s LNUInsauaanfa MlavasiaFmsizimszeu
Thyroid stimulating hormone (TSH) a1ndmogvnszanuduidonafildainnisianzdonimsn
Aflongannnd 48-72 Falue nsdimsndesldsumslindonaisisfiuideanisniouldsunis
Wdea nseimsnlésulfoaneniuiion Alsinuldoaratainnisiiaenatotion 1 §Uav
lnsianzidoanaznuaidonanunnszanuiurhluafadsuiiomssdu TSH agadagey TSH
shaust 25 MU/L Bl AifoimalduuinideguRinund dnamsasiadanses TSH nauan oy
rn1sastafudiusiiionisinadulsalavnisasiaszdu Free T, (w50 Total T) waz
TSH luseeeBsu uazmssisnunalanidfige Betlaguulnaniion 1-2 Filus msifedy
LLaxIﬁﬂ']s%ﬂU']ﬁai’l%'lﬁwa&iam%w%ay@uimaas’wma LAz WANHINSYDIFNDY
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n1sfAnnIUNISnISNINARTwan1sSARNSaVTAUNG

NSNS NLAATNLASUASIAAANSDILAINUINRNARAUNR HHILUSANSAovRAAINNISA

Wansumsasradudulassuen L-thyroxine aaluweiggeanisalaiiu 14 34 lauussawau
AUrHIUSMSIHRAMINNISNHIASIATNTRTls une UIaTIae d00MS9AANS DY LsIneIUIa
dnasHganInEUa wsalsenenuafilndtnuifiuniazadn iorzdsunsiatiugu

n1snsaodudunia:wsovaasluulnsesrusndn

NN5ASIATUTUNNITNS D9TDSINRINSDUALEAANAALUNISALSNLAA LANISASIAN

szAU Thyroid stimulating hormone (TSH) waz Free T, (FT4) #%9 Thyroxine (TA) laesifinms

AU
a

QC

- AsEAinILUEMSRANMNINNMSASIEHTWEY B0 aRsIAlUTIRHIBUSNSD M 1
I donan1sasa8udunauNISagud UFURNISASI19AANS 09 §9NTNNISNLS NS
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salnsoudzovrnsmuazasauasy enfiuisanldsu nzanaoondiangazfiingoenisn (Birth
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LATAMNYILSALAAUNG LLaza:LLammmaLﬁamqma%u Tusnefifinensovoostuulnsoud
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waANAAgEILSY @1af0INIsuaANRoNISN1gUSENIM 1-2 1How baun Findouwingin

(5% a o

szuTAgOnaiia Unconjugated gu gannldvos B daidu Brae (Mottling) soudeguwny
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1% WHYENUIN Yiounn Aule axflogu ananndg FuornisuaavnatHasdalanningy
WHonsnony 3-6 wHow ANNGHLSIDVlsATRAUALMS Mmsniildfsdonlnsousazflonnis
sHBsINIIMsniifdonogAnfinsosonoglusunuaunfnsdfawiaidn wonaniaIsasIam
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HuaNvNIsIdodgna:snunni:wsevagasluulnsegdusnndalunisnusning
(7 : asnausdonléviodnuasJosulne O w.a. 2564)

1. 38n1sasladansovazA1gadagad TSH (TSH cutoff) Ndeddn
Positive screening

Wovaniuanurovmsesiadanses Ao WnsIfase Primary CHT Sudu CHT
flRnananuAnUARzovsonlnsoud Fofiszdu TSH g0 aziu m%mwﬁﬁmmhﬁq@
Tuns3fase Primary CHT @0 nsiaszéu TSH Bvonaléidanansaziontaidonfiaizaindmii
NSNaE 48-72 Flue Taoneadonldnszanudundivaoelsiusis (Dried blood spot, DBS)
wazrhrnafaluTinesionasazanafildunsiaaszau TSH

dala 1

sz¢iU TSH cutoff @nsu DBS fiduasiafinsuinemansmiswnnegfitiodn positive

screening Ao Awe 25 mU/L 2ulU agelsnenu seeu TSH cutoff Geanafinnuuansdanu
1 [ d' o o $ g o = dd' EA o ] =) d‘ !

luudazandufrinnisasladanseay Sudunumnaiia/Asildnsranazsedaidaafidensia

o ]

F081 1K ISuNB1U1asIHIBUR Astatdenanatvasfiouazld TSH cutoff Aaus 30 mu/L

Fuly uazlsanwe1u1adssy deaan DBS lagzduinnisnoy 48-72 dalua wasld
g 1 é( U =} g -
TSH cutoff saus 12 mu/L Zul Wudn fowdu Positive screening

1
/=

2. NN5ASIAAANSDY 1 ASYN 2 (Second TSH screening)

o1afmsainmsidlumsniifinansasiadansovasousnuay Wovanmsnngui
91afsu TSH guifine Cutoff Tumsasiadansevasusn yafiilu CHT léud msnevsialuil

- MsnAaeAnaumuUHA (91yAsSATHRUNTT 37 dUAH)

- msnU

- msnihusngadoy (feundn 2,500 NSw)

- psssuela laganzogvBandaanialudied (Monozygotic twins)

iflomsneyussanad 2 dUanvi insaa TSH losfanzannduwnuasifuuuu DBS
WuduiumsasadansoasIusn wensafimsnuoulsonenunaliidoafliiazanvasndonsm
wios1ufliAaiooeassAtioundn 32 #Uaud uusihliinsiann 2 &Uav auasu Corrected
gestational age i 37 &Ua
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3. N15as28UTH (Confirmatory test)

nsnAHNGA Positive TSH screening NNMSASIAFANSDYASINSNWED Second TSH
screening favldsumsasiausainlavidifigandonsiuna limsiAueny 14 u Beldun
Ms#nUssIa msras1anmeiily Tauwdiuasiamn Congenital malformations Tewanizag1eds
sruuthlanazmslddn uazmsnnnsudoslésunsasiadugu fe TSH uas free thyroxine (FT))
saeRansanlimssnuriniivselauidifign demsiefi 3

A5 3 NISAISIVEUTRLAZLLHINIINISS W

N15ASIT WU
TSH (mu/L)* FT.* HATEESIET

NAAN o 134 Levothyroxine (L-T ) viufi

> 20 NAA 5 L-T, viufl

6-20 Uné - WASHISINNURUNASDY frofd
- &y L-T, ¥iufl wSes08n 2 duaw

n599 TSH waw FT, o

- Thyroid imaging™*

<6 Unf lsidloufinmu

*aunfienneny T Rasanastaluaminiiannsansiald

laeén TSH screening > 40 mU/L Aansantdmssnwluneuiiazldnanisnsiadudu
wazén TSH screening < 40 mU/L 91asanamsasialudunould dldnanmelu 1-2 Ju

TuaonUnfianansansaa thyroid imaging 1§52 Ra1samsaa Thyroid ultrasonography
war scintigraphy (Thyroid scan and uptake) AoWBNY L-T, LAlNAISSONSITNIN

[
==~ o

VAW 24-48 Flug sizasyinldisunissnuile i tunstifsusnuilundl a1n1safsia
Scintigraphy lénels 7 Tu ndadusnwn

wmsnifiaasuimug amsansiaenasdiilgigdid Absence of distal femoral
waz Proximal tibial epiphyses #solu Lﬁ@U‘SzLﬁuﬁ’J’]N‘éHLLS\MOO CHT 41d Intrauterine
hypothyroidism wdldsudulunisifiadelsa Folumsnunfadanluejaznu Distal femoral
waz Proximal tibial epiphyses Lﬁ'amqﬁssﬁﬁmm 33 war 35 UMUINIU mwaEy
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AIUNISASIINID YPWHT AFAS L RO M A NUAN AN NSTN Na1sriluan1 U

vlé Wiovannduuaingoa Wiy

4. mssnwiéae Levothyroxine (L-T )

o

asisusnulaudifiganmeluoty 2 dUanviusn wserufifins1unansasa
gy

A LT, SudW Ao 10-15 mcg/kg/day AnTuazasy I@&JL’%NW’]@@@T%SW&J
Adusuusonn do sedu FT, Wound1 0.4 ng/dL wazRansanlizmnasay
meﬁﬂmmﬁmﬁaa@aom wWu 8-10 mcg/kg/day Tused FT, 285E1INy
0.4-0.8 ng/dL \Dudw (Wnunifi 2)

Tusnefidl Ccardiac insufficiency ww Heart failure lHiSnawaUszN10d 50%
yovamafiazlil wazUSuingmauIndasnwluugs 2 dUaH aussiu FT,
e LT, Alndusuwunda fownadaa: 50 waz 100 meg lavunaza1ush
wionnuiiandoy Jewlauinmsnlauasy Wlderhfiwsenannsiieonda
suaazaein i lEnany 1 ase

Wien L-T, AnTuazasy soulnuooiufld dowliunrSondonun waldh
dnunisiforfunnin (udflonlidousnmsannni) Weazamunsafnmuszeu
TSH uas FT, WouSuamae gz as

Laimaslf L-T, nSoufunndundon dnlvivedae s1aman wiouaafuu
wszasvlvnisaafneanay

5. NSAAATINSZAU TSH as FT, SEUINISNY

22

AlaU]

v

U

AISASINGANDUANET L-T #sanavainfinel L-T, aSaaarietorios

4 Hluaduly

e TSH uas FT, s21dnusne

°* TSH aglwnariunfinnony uwas

° FT, asﬂummﬁﬂ’%wmaa@hﬂﬂﬁmumq (upper half of the age-specific
reference range) lasliusuaaen dnu FT, gondidunfisnuengidntios
el TSH Uné

nansusnwIlERan N TSH uas FT, melu 1-2 densk uaznn 2 duani

1&99N%W AU TSH Un

W&9NUN Basy TSH was FT, 0 1-3 1w Tugavwaudusn

Anea TSH waz FT 10 2-4 fiow seudnvony 1-3 U

NHMSASIAANSDINM SNSRI R IUHURNS



- #Wavo1y 3 U Aaea TSH waz FT ¥)n 3-6 wiow aungaNsEula tazRased
AAE NI RN NI

- AaenuUosTuntonduanusuamiaeussiios 4-6 dUan¥ TapusuiinmEe
aneNASIar 10-20% WolHldszdiu TSH was FT, ondnd

6. NsUsziWNaugAe L-T, Tusrenaudodndu Transient CHT

6.1 finsonanvieryn L-T wavery 3 U ieussinmsyhongevdenlnsoss
Tusesdalutl

- BusnwundUae wae preterm

- WaN1$#s23 imaging wuslanlnsasaogfunaUns

- # Positive thyroid antibodies (Thyroperoxidase %% Thyroglobulin
#Weo TSH receptor antibodies)

- msnilsdosusuiingma L-T, lagszninesnw Toefi TSH waz FT, Und
Aaend 3 U Arnuin udlidevasanes L-T, Tusofifl TSH guszning
snwn ldasinainewisenline wie poor compliance (wnuiusief

v =

Fi09N15A53a Thyroid imaging \eamaue usiovnsiavedzlszau TSH v
= ° a3 v ' pR . . . [~

WINUHADINYALADHATID) wazlumsnfifna Thyroid imaging 1Ju
Thyroid dysgenesis Fawaw 1@ Ectopic thyroid vsemsnfildsunsasia
m\ja%ﬁ’uqmam‘juﬁu Thyroid dyshormonogenesis gnviw Pendred

syndrome waz DUOX2 mutation 911y 2 n17zH 91anyaelaluuiesie

6.2 3BNMsUSTLHY
Wingaen L-T Dwaan 2-4 &Uensd uazssia TSH ua FT éwu TSH > 5 mUAL
Ued3ndn Permanent CHT T¥isisaa Thyroid imaging (§hanansarhld) wazndululinissnun
olld L-T, onuLhin NansaUNBlERAA NASI TSH waz FT, solluszos

7. Aensavgasinulinsaysusnfiaigaaniiag

dnuaerovnENsevgastuulinsoududrfiafivaantoy feo Hszdu FT (vie
Total T)) Unf waz TSH gondiunf \floifiuiuenyifivain Ao 6-20 mU/L UaqUinnuanugn
20uMEiguln nMsAanseunznseavgaslunlnsesdudiuialumsnusnifia lagiduld
FILUUNNISHAZEIAST7 awueinannanuRaUnfveay Iodine transport, Inactivating mutation
299 TSH-R war Delayed maturation ¥@v Hypothalamic-pituitary thyroid axis w%ahiwummq
nsefifiszeiu TSH 1N 10 MU/L AIsaunsia Thyroid ultrasonography waz/#1se Scintigraphy
(Thyroid scan and uptake) wasl¥inmssnunluantiveny 3 U wasnyaen 4-6 dUMK AINLWINI
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Adarlasamnansonlivioiinuazfosulng uddsediu TSH fe1 6-10 mU/L Teglafius:ia
msiduthensemsldugovsnsmuazmsn dalsfidoasuiitaanulunsiimssnuiday L-T,
AsAasmnduse 9 1d L“fiaamﬂmsﬁ@fmm:mmaﬁmaaﬂtyﬁymmﬁﬂ WUI101ad
wioldfinadarvszduaddouny (Intelligence quotient, IQ) LATATLHRATNAISIT UG

(Cognitive function score) Mssn¥IFeorafasanld 2 uwIne fa

1) Wmssnu Taefuwimenisufuauderduidnfifiszdu TSH annan
10 mu/L

2) llimssnun uddamuszdu Free T (wSe Total T ) was TSH 8n 2 sy
¥0iiu 2-4 §Ua9A 152U TSH famvagszning 6-10 mU/L Foisalinissnun

v
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Management Guideline for Congenital Hypothyroidism: Diagnosis*

FANNMSANAUNIGSIAVIHA

v

I¢ima confirmatory test $nd1 1 Ju

v

'

Idma confirmatory test melu 1 4w

I m— W& confirmatory test nauN
I BN L-T ‘nu‘ni

P>

\/

\/

ETSAC

* %

\/
v
TSH > 20 mU/Li
Discuss NUHUNASDY

\/

\

BN L-T viuf l

4

| Bu L-T 7iuf i ‘ fAmu TSH waz FT 8n 2 &Uan !

\/

\

TSH gu8w uaz FT sy 5o
TndReafin

TSH anag waz FT, Unf

v \
’ SN L-T ¥inf] i Ansnunn 2 §Ua1v aw TSH Und (<6 mU/L)l

FT, free thytoxine; L-T, levothyroxine; TSH, thyroid-stimulating hormone; PE, physical examination

% 1 o o & *% = = ¢ P
s OWHQWSSUWEJZNLH@‘W]; s ‘W"ﬂ'ﬁm']‘u’iﬂ‘lﬂ']QNW%LLW‘V]H@]E)NI?‘V]O

WHHARN 2 Management Guideline for Congenital Hypothyroidism: Diagnosis
Ainn : anransioulsyiowinuazSogulng numiius 2564




Management Guideline for Congenital Hypothyroidism: Levothyroxine Treatments™

l msadnandouldsunissnundae L-T, W

v

THUSIENN
FT, < 0.4 ng/dL

SHUSIUIHNAY
FT, 0.4-0.8 ng/dL

v

SHUS 9ol
FT,> 0.8 ng/dL

v

’L—T4 10-15 mcg/kg/day;‘ l L-T,8-10 mcg/kg/day’

\

J L-T, 5-8 mcg/kg/day’

AAeN TSH as FT

- 91¢ 1 Yusn: )0 1-3 Lhiow
- 91y 1-3 U: 1N 2-4 \Flaw

' v 4
- Busnw: ASausNAeli 1-2 §Uaw waznn 2 dUa1vt aund TSH Unf

- 4-6 FUAYInSIUSUZIA/AURBRE o
wWnKng: TSH Un@ tas FT, upper half of the age-specific reference range

Re-evaluation waveny 3 U*™*

nasanlusef
- linsruanuguinew

- Basnwgaemsniae

- W@ imaging fsanlnsovdogsumiaund

- # positive thyroid antibodies

- W6 LT, swnawiniinaaen law TSH uas FT, Und

v

“HQ@ L-T, w134 2-4 dUn¥i wazAsaa TSH waz FT;‘
|

TSH was FT4‘LJﬂﬁ“ FT, F/UNG wax
* TSH > 5 mU/L

- MuALFe *

- fineny TSH uas FT 10usze:
1N 3-6 WWow wlusn unf
Aamudonn 1-2 U

v

Lifion lusnef

- Confirmed thyroid dysgenesis a1n imaging

- Confirmed thyroid dyshomonogenesis ann genetic
testing™

- § TSH q9 > 6 mU/L gausumssnun (sniiusief
floun1sasia thyroid imaging Lﬁammm@ Fogov
752924 HszAU TSH g FudovnantnnonnsIac

v

& L-T, AnFanaonsIn Wazfam N TSH was FT,

1N 3-6 o AungaMsIAUle

LAz NSNBAGTNNIIHARIANHH

- Thyroid imaging (optional)
- LT, Andonaendin uasAneu TSH uaz FT v 3-6 (fon auwea
MsLAUlR LasfaNsanRnmNITurnagINTY

FT, free thytoxine; L-T, levothyroxine; TSH, thyroid-stimulating hormone; *, eimﬁwa%mw“ﬁmﬁam; ** Rasod

USnwinwsunndsdanlsrie; §, dsnuiuduany 2 duasdt Ansonlamagenifidmuaantios

a

LLN‘HﬂuNﬁ' 3 Management Guideline for Congenital Hypothyroidism: Levothyroxine Treatment

AN : anrAnsionlsviownuaz Segulng nan1us 2564
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A15971 4 Aunfimuenyuov Free thyroxine (FT )

o1y FT, (ng/dL)
WSALAAASUMBHA - 4 T1 0.9-4.4
5-14 T4 1.1-3.2
15-30 W 0.7-2.5
1-11 LHow 0.9-1.7
1-18 ¥ 0.9-1.4

M151971 5 AUNAMN@IgZa Thyroid-stimulating hormone (TSH)

opld TSH (mU/L)
WSALARAS UK 2.4-24.0
174 1.9-17.6
2 14 1.4-13.1
3 0.9-9.7
4 YU-5 LA 0.7-4.8
6 LWoW-13 U 0.7-4.2
14-18 ¥ 0.5-3.4

dautavain  Bailey et al. (2013) uaz Lem et al. (2012) Aun@fonalenuuansviuluusacdoUfusins

msnifiafoumuuaiduansaniumsvduivanyasss

LNAISD1IDY

1) wHInunsIfasulazsney Congenital Hypothyroidism, axnansionlsriaianuas Tosulne;
NNAWHE 2564.

2) Bailey D, Colantonio D, Kyriakopoulou L, et al. Marked biological variance in endocrine
and biochemical markers in childhood: establishment of pediatric reference
intervals using healthy community children from the CALIPER cohort. Clin Chem
2013; 59:1393-405.

3) Lem AJ, de Rijke YB, van Toor H, et al. Serum thyroid hormone levels in healthy
children from birth to adulthood and in short children born small for gestational
age. J Clin Endocrinol Metab 2012; 97:3170-8.

4) Newborn Screening is mandatory in Newyork State. Available from: URL: http://www.
wadsworth.org/newborn/index.htm
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i 4 O

lsANUSNSSHINATUDAN

naulsArusnssummuaan (Inborn errors of metabolism, IEM) 1HulsafiAnain
AnuRaUnRYougnssH wialu (Gene) fimuanmsatrvoulzllumsdosaansanserms
619 9 (1w WUshn loi) ludundemulusionme vildasonmnsiiinlulustanmeldananse
gndesldund IRaMsAvIemsAIfiuLazdINanssnUAaMsTUIaYe Tz 9 Tusrame
lavianzo T Alindonugs wu anov fu wila WWudu omsazsuusssnnudetiosTuegiv
siazedlsanazUSinamsAfiudolusome Tsealunguiiuivesnidn 2 nqudesmuasaiudn
o nauanslulanazmieluvn) waznguansluianaznadn uitidaznande ngulsariusnssa
wenuadnanstutanazmadn msindundulsafignussalugamsasiadansedlumsnusniia

Povusznalngy

UszinalneinmsasiadansormsnusNiingounguls ARHE NSS NN UD ANE1SINLANA
auaLan Ao lsaffladlayise (Phenylketonuria, PKU) 3101 20 U Uagiudniseensnisasia
Aansov (Expanded newborn screening, ENBS) nanlsAWWgNSSHINATIUDANESINLENE
2nadninnIu FeudadsafigUimsaiiion Wilsamenn aUufimsaisinzeongulsariugnssy
weUaAnanslulanazmalandiuensmsasiadansed Ussanad 1 fo 10,000 399mMsnusniAa
Isamanfdungulsafiinnnmsdesamumsormsnaulusiuzunaidn (nsnezaln) uaclysii
snalan (nsalaiii) duluajzedlsalunauiidionoamenusnssuuuududos (Autosomal
recessive) &AW Ornithine transcarbamylase deficiency (OTC) eneNaANIINHENSSHLUU
Sex linked recessive @1ms uazmsuanuoanzovlsalunguil dalnajidnoimsilianis
Wwizay fUeTednldsunsifaduad wsoluldsunsifadlsa vildhlugniiznnmanin
waz/violdedin Wemsitadulsafiduhluguamssnuniid Sofimsiamnmsasliadansay
lsArugnssumaUaanngnasiuianaguiawan (Inborn error of metabolism of small
molecules) Twmsnusnifa Tasithnaneridinfifinanisasiadansosfinunf WNgN1sAsI
Sudulaifadulsadidu iielildsumssnuniiried
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msaslafanseungalsaringnssuinmuadnaisiuanazumadniiiumssonoiiia
NMSASINAANTDINIENSDVTOSINWNsouaLamlaLazlsaflaAlawsy (CHT+PKU) ool
FrothanszauFuldonufiondn udresUfuimsazasiafinlaeléiadoonsia Tandem mass
spectrometry (TMS, MS/MS) %ﬂ:ﬁﬂﬁNlﬂumsmaaJa;ummmsmsmﬁmm:ﬁﬂ%mmms
(analytes) wane 1 flalunaniie 1-2 Wil Mseasaldndn Flow injection sanfu Electrospray
ionization, Selective reaction monitoring (SRM) F8msisandiageutelailn 2 38 Ae
Derivatized waz Non-derivatized Fotlaqunfiunl#3s Non-derivatized snaduiiovann
fdumontiosniasUsendanal Inseiidanuuduiigosnanisasialndidoedy 156 1
Aasraiiniutsoonldidu 2 ndaluey (Fammn uanaiy assudnililunsasia) o

1. nsmezfly AMINO ACID: alanine (Ala), arginine (Arg), argininosuccinic acid
(Asa), citrulline (Cit), glutamic acid (Glu), glutamine (GIn), glycine (Gly), homocysteine
(Hcy), leucine (Leu) + isoleucine (Ile) + hydroxyproline (Xle), methionine (Met),
ornithine (Orn), phenylalanine (Phe), proline (Pro), tyrosine (Tyr), valine (val), succiny-
lacetone (Suac)

2. ACYLCARNITINE: CO, C2, C3, C3DC, C4, C5, C5:1, C5DC, C50H, C6, C6DC, C8,
C10, C10:1, C10:2, C12, C12:1, C14, Cl4:1, C14:2, C16, C16:1, C16:10H, C160H, C18, C18:10H,
C180H, C18:1, C18:2

Usadanseing o wanll anasashnnlilunisasiadansoungulsa IEM fuansiy
i 6 Fouvndungulsandan 16 3 naa Lefun

1. nawlsAnsaazRle (Amino acid disorders) 15 lsa %ommdﬂ%mo%qﬁa
(Urea cycle disorders) 6 lsa 3@

2. naulsANsAdunsy (Organic acidemia) 14 1sa

3. nawlsansalodn (Fatty acid oxidation disorders) 11 lsa
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ANSIN 6 LAY FolsA a1sHan hazons1alugavans (Ratio) lunnsasliadansavlsa

o . 9AS1AIN | AINLSIAIN
Folsa 099 1 asudn| wosans  |nsdinansia
Bolsn (Ratio) Haund
naulsansaasfily (Amino acid disorders)
1. Homocystinuria HCY Met Met/Phe Uunanyg
2. Hypermethioninemia MET
3. Hyperornithinemia with gyrate atrophy HOGA orn Uunanyg
4. Maple syrup urine disease MSUD |Val, Xle |  Xle/Ala, NN
Val/Phe,
Xle/Phe
5. Phenylketonuria PKU Phe Phe/Tyr unan
6. Tetrahydrobiopterin defects BH4
7. Tyrosinemia type 1 TYR1 SUAC Tyr/Cit Nl
8. Tyrosinemia type 2 TYR2 Tyr Tyr/Cit unany
9. Tyrosinemia type 3 TYR3
nanlsaduasySe (Urea cycle disorders)
1. Argininemia ARG Arg Arg/Orm U1HNag
2. Argininosuccinic aciduria ASA | Cit/Arg, Cit, Asa 1N
Asa/Arg
3. Citrullinemia type 1 CIm1 Cit Cit/Arg HN
4. Citrullinemia type 2 (Citrin deficiency) CIT2 |Cit, Arg, Cit/Arg NN
Met, Thr
5. Hyperammonemia-Hyperornithinemia- HHH orn unan
Homocitrullinuria syndrome
6. Ornithine transcarbamylase deficiency OTC |Cit (low) Gly/Cit, NN
GIn/Glu
nanlsAnsAdunsy (Organic acidemia)
1. Methylmalonic acidemia MMA C3 c3/ce, NN
2. Propionic acidemia PA C3/C1s, NN
3. Adenosylcobalamin synthesis defects Cbl A, B C3/Co, NN
C3/C4,
Gly
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AN 6 WaAY FolsA a1sHan wazons1aingavans (Ratio) lunisasladansavlsa (sio)

. OASIAIU  [AIINLSIAIN
Folsa 99 aswdn | woeans  |nsedinansaa
dolsn (Ratio) Raunf
4. Combined methylmalonic acidemia and ChblC, D C3 c3/ce, NN
homocystinuria C3/C16,
C3/Met
5. Isobutyryl-CoA dehydrogenase deficiency IBG C4 ca/C2, unag
C4/C3,
ca/cs
6. Isovaleric acidemia IVA c5 C5/co, NN
7. 2-Methylbutyryl-CoA dehydrogenase 2MBG Cs/C2, Nl
deficiency C5/C3
8. Malonic aciduria MAL C3DC C3Dbc/c10 Urunany
9. Glutaric acidemia type 1 GA1l C5DC | C5DC/CB0H, | Ununany
C5DC/Cs,
C5DC/C16
10.Beta-Ketothiolase deficiency BKT C5:1, C50H/C8 il
C50H
11. 3-Hydroxy-3-Methylglutaryl-CoA lyase HMG C50H, C50H/C8 NN
deficicney CeDC
12. Methylcrotonyl-CoA carboxylase deficiency | MCC C50H C50H/Cs, Iunany
C50H/CO
13 3-Methylglutaconyl-CoA hydratase 3MGA Uunag
deficiency
14. Multiple carboxylase deficiency MCD |C50H, C3| (C50H/C8 NN
nanlsansalasiy (Fatty acid oxidation disorders)
1. Short-chain acyl-CoA dehydrogenase SCAD C4 c4/c2, Urunanyg
deficiency C4/C3, C4/C8
2. Short-chain hydroxyacyl-CoA dehydrogenase| SCHAD | C40H Urunany

deficiency

NSHINYIFNFASNISHANE NSNS ITENSISHEY
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ANS1N 6 WaAY FolsA a1sHan wazdns1aiugavais (Ratio) lwnnsasiadanseavlsa (o)

. OASIAIU  [AINLSIAIN
Folsa P99l aswdn | wowans  |nsdinansaa
Bolsn (Ratio) Raunf
. Medium-chain acyl-CoA dehydrogenase MCAD | C8, Ce, cs/c2, una
deficiency C10:1, c8/C10
C10
. Very long-chain acyl-CoA dehydrogenase | VLCAD | Ci4:1, C14:1/C2, NN
deficiency Cl4:2, C14:1/C16
C14
. Long-chain hydroxyacyl-CoA dehydrogenase | LCHAD |C16:10H,| C160H/C16 NN
deficiency C160H,
. Trifunctional protein deficiency TFP  |C18:10H, NN
C180H
. Multiple acyl-CoA dehydrogenase deficiency| GA2 C4-C18 NN
. Primary systemic carnitine deficiency CuD Co |(Co+C2+C3+| Urunanw
(Carnitine uptake defect) C16+C18:1+
C18)/Cit
. Carnitine palmitoyltransferase type 1 CPT1 | Co(4), |Co/(Cie+C18)| Uunaw
deficiency C16(v),
ci8(y)
10.Carnitine palmitoyltransferase type 2 CPT2 C16, |Co/(C16+C18), NN
deficiency (neonatal) C18:1, |(C1e+C18:1)/C2
C18:2,
11. Carnitine-acylcarnitine translocase CACT C18 HN
deficiency
* wanewa:  an - deuldsumsussfiumely 24 Faluo

tunany - dovldsumsusafiunmeli 48 Faluy
F198991n5 190390 IBUFURIHMSAS I9NSDYMS NS ILAAlSANTKE NS SHNA U ANUUUINT1WINlSA (Expanded

Newborn Screening) #ae Tandem Mass Spectrometry nnsAns1y 2564

a va
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NIsSAANIU N1SIUPA88USIU Lla:N1SSNUN

naulsa IEM finsdadansovi Ho1nisuazauguuseavlsafiuans1aiu diua

MSsASI1AAANSDIRAUNE 3 NLTUAD9RNSANNANNAUNIASIAZN BILANROINSINUNG 15w Fu

ldgaun wsogaunonay 91LTuu WHoUWIZHN Mad BUFoISUNINULNNELNDASIALAZSNE

15791 lagaug 91Ms NMsASITRANY wazN1ssNYIPovlsANNGNT wanvfuas19f 7

15197 7 LEPIFLNE 21N1% NISASI LLazﬂ’]‘i‘%ﬂ‘@Tﬂ@@I‘iﬂ@hﬂ I

Folsa

aunn

91N1%

1575223 HIRY

n155n11

1. nanlsansaazAlu (Amino acid disorders)

1.1 Homocystinuria
(Hcy)

- nsowaulyy cystathionine

p-synthase (CBS) lan#
Fonfind 6 Wusisaonlyl
Tumseas methionine

- WaWINSET Landm
\wdoudanuduage
Aomazanidengad
AaldvialugeTeiin
(infancy) w5a\dnla

- 526U Met uaz
homacystine ludon
Fannunf

- nuUMsWaERUAY
viugnssufirialsa
Twdu CBS

- SfiaUSInansAezAly
methionine Tua1ms
fifin

- fiv cysteine 1a3H

- fiv pyridoxine waSH
lusrefinouawos

1.2 Maple Syrup
Urine Disease
(MSUD)

wseveulsy branched-
chain alpha-keto-acid
dehydrogenase complex
(BCKDH) laafianand 1
[~ o ] 1
Wusus sweulzallunseon
leucine, isoleucine wag
valine

- 91384 Fu S Hn
wazaNovUIN Li5Ene
Ealdnauawo (coma)
niediald \Aald
Fausioy 1 u

- Anuodien Ao naweh
adenan maple
syrup

- seaU Leu, Ile, Val was
allo-isoleucine o
Fannunf

- ps1alaane urine
organic acid wu
2-0x0isocaproic acid
(21 Leu), 2-oxo0-3-
methylvaleric acid
(a1n Tle) was
2-oxoisovaleric
(a1n val)

- numsiUasuuUas
viugnssufinelsalun
BCKDHA, BCKDHB,
DBT

- dnUsInainsnazily
leucine, isoleucine
ua valine two1ms
fifin

- AWdenand 1
(thiamine) USsnauge
lusrefinouaweos

- Wiy

1.3 Phenylketonuria
(PKU)

nsatoulyal phenylalanine
hydroxylase law#
Tetrahydrobiopterin (BHA)
Uusiusveulzsilumsee
phenylalanine

- WIS waskia
Al vldA was
NNAIINAUSZAU Phe

-5¢AU Phe uar ratio
Phe/Tyr Twdongend
Unf (Beorasaalulsa
nsov BH ldidwuriu
FemsasIaLiiaLiionsn
2 T5ail)

-nunsiUieuulay
fingnssufirolsaludu
PAH

- aUsnansnazRly
phenylalanine lue1ns
fifin

- fiu Tyrosine La5y
NALNY

- §uUszmu BH, Tus1e
AnouaWDY

NSHINYIFNFASNISHANE NSNS ITENSISHEY
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A151971 7 LEAYEILHUE 9IN15 NISASID BazNssnuIgadlsady 4 (o)

Folsa

GRIEE)

91119

o

N15915223HARY

n155n11

1.4 Tyrosinemia
Type-1 (TYR I)

- nsouowlyd
fumarylaceto-acetate
hydrolase lunszuanms
Yoy Tyr

Ul 1 Fasoreforusn
- 6 lH9U 9IMSNIFY
1w acute liver
failure, ldaansaade
msudesizeuion
yhl# én PT, PTT
Haunf

wuufl 2 00y
6 - 12 Wion 91MS
fulnndewtosentusu
amsmala renal
tubular acidosis

- 52AU Tyr waz SUAC
lwdonguniunf

- asyalaane urine
organic acid wu
succinylacetone

- WumMsWasHuUay
yiugnssufiriolsa
Tudu FAH

- PAaUsINMNs Ao AlW

tyrosine Twenmsfiniu
- fiy Nitisinone

2. nawlsmvasyisy

(Urea cycle disorders)

2.1 Argininemia
(ARG)

- nsonaulzs Arginase %y
DudnnonusnlnagasySy
lumsigen arginine 1w
urea was ornithine

- 9ufuu B Fn 1nde
ANDIUIN Lazdudin
18 \flosanuonlafly
Follnasaaney

- sziu Arg Twiden
Fonhuni
wumsiUaeuulay
yiusnssufinelsa
w8 ARGI

- ARMSIUS AN
- fiu sodium benzoate
Wazhemdauanluile

2.2 Argininosuccinic
aciduria (ASA)/
Citrullinemia (CIT)

- 15A ASA wsauawlya
argininosuccinatelyase

- 1A CIT nsovenlys
argininosuccinic acid
synthetase

- ouduu Tu Fn 1nSe
ANDVUIN Lhazldudia
1§ \flovanuonlafly
Fulinadoauoy

- sziu Cit TwiReage
nund Tulsa CIT

- ey Cit, Asa lwden

gonhund Tulsa ASA

AsUaaN2e urine

organic acid wu

orotic acid

- IsA ASA nums
LU?HuLLUaaﬁuqﬂssm
firiolsaludu ASL

- Is@ CIT wums
LU?HuLLUaaﬁuqﬂssm
firiolselubu ASSI

- f1inomsiushin

- fi sodium benzoate
odemdauanluly
as arginine Lasu
nownuiiasoldidon

2.3 Ornithine
transcarbamylase
deficiency (OTC)

- nwsowaulzy ornithine
carbamoyltransferase

2138w 3w #n 1nSe
ANDIUIN LaslduTin
18 iovannuonlauile
Follnasaaney

- szdu Cit luFoas
AUNG

- asyataane urine

organic acid wu

orotic acid

NUMsWizuuUay

Wugnssufinalsa
lugu o1C

- f1inomsiushin

- fiu sodium benzoate
\odemdauanluly
waz citrulline #3a
arginine L@SNNALNY
fiasraldtion
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A151971 7 LEAVEILHE 9IN1S NISASID BazNIssNYIRadlsady 4 (o)

golsa

ann

2119

o

N15015223IHARY

155N

3. nawlsansadun3g (Organic acidemia)

3.1 3-Hydroxy-3-
Methylglutaric
Aciduria (HMG)

- nwsovaulyy 3-hydroxy-
3-methylglutaryl-CoA
(HMG-CoA) lyase Tnumseon
leucine wazas19ansAlaw
Tunszuawmstiow leucine

- 918uu Fu melasy
e dndusnn o1a
udavandediald dn
AialugwaydUmiiusn
wiRUeswEoIMs oy

- s¥AU C6DC, C50H way
ratio C50H/C8 Twidon
annunf

- asyalaane urine
organic acid wu

- yodzRenmsly glucose,
winzideadunsa

- fiaUsInensnesily
leucine lwomsiifu

- Szaze) WANBBINS

hydroxylysine, was
tryptophan

Wunda onmsuans
fo B Vs uRAsee
1n

- 9IMSMISEUUUSEANN
W dystonia, n1s
e uaIndnie
Felu Boazaveynnis
Tuszezen Wifgu wih
AHUININGA

ATUNG

- asyalaane urine
organic acid wu
glutaric acid,
3-hydroxyglutaric
acid, glutaconic acid

- numsiisuulay
viugnssufinelsalu
GCDH

Sugaing yl¥ensuanenon| 3-hydroxy-3 anomsilunaimnu
wnlavBarva) -methylglutaric, wardinensaf
3-methylglutaconic, | Tusfngs
3-hydroxyisovaleric
acid
- WUMSWaBHLUAY
viusnssufiielsa ludy
HMGCL
3.2 Glutaric acidemia, | - wsagiowlss glutaryl- - omsuamesinnull |- seéiu C5DC wae ratio |- $1iaUsinadnsaesily
type I (GAT) CoA dehydrogenase (GCD) | #9018 6-12 Lo C5DC/C50H, €5DC/Cs,|  lysine was tryptophan
Tunszuiwmseay lysine, gunae Msald C5DC/C16 Twdonga| luwownsiiu

- fiu L-carnitine L&5«

3.3 Isovaleric
acidemia (IVA)

- nsovaulyy isovaleryl-CoA
dehydrogenase Twmseas
leucine

wuul 1 Semsn e
Tursodumst Fo1ms
2138w 1 Foalunsa
Fuav lsFneh (coma)
Azl dudia

wuut 2 nle 99ms
Ldaundu Simsnms
# omsuansinidy
wdinsfinde o
liauy wsefwems
filustinge ffloims
2138w 1 Foalunsa
Buaw

- 526U C5 Wae ratio
C5/Co, C5/C2, C5/C3
ludongonhund e
wuldigmpeaiulsa
2-methylbutyryl-CoA
dehydrogenase
deficiency
As523Uda13e urine
organic acid wu
isovalerylglycine,

3-hydroxyisovaleric
acid uslulsa
2-methylbutyryl-CoA
dehydrogenase
deficiency aznu

- fiaUsInansaesily
leucine womsiiau

- iy L-carnitine waz
glycine La5u

NSHINYIFNFASNISHANE NSNS ITENSISHEY
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3.3 Isovaleric
acidemia (IVA)
CH))

- omshutn fo
Jaen:dndumiu
adondiumde
(sweaty feet odor)
FoBunlsaiih
Tsadaanazimiin’

2-methylbutyrate waz
2-methylbutyrylglycine
numMsLUaERLUAY
fiugnssufirielsa
Twdw IvD

3.4 B-ketothiolase
(mitochondrial
acetoacetyl-CoA

- wsogaulzs p-ketothiolase
(mitochondrial acetoacetyl-
CoA thiolase) ludunau

- omsuanvaielsadu
Tunaunsadunsd Ao
21381 TN dnaden

Se6U C5:1, C50H Was
ratio C50H/C8 Twidon
ondunf

- YadzRonmsingn I
AMSHNMIrADAEAGM
fiflimage wilamae

(3-MCC) deficiency

carboxylase lumstosaany
leucine laefl biotin 1Tush
SeURAse Feduonanu
maHsaniunisnsay
woulza{ 3w biotin 1w
cofactor lulsa multiple

sewiofidld ldaue
DIMSUAAY 13U 943U
melaigy Tu

- yasarsafiin
Tseil wacligonms
92U C50H luidan

lwdenguniunf
fsyalaanie urine
organic acid wu
3-hydroxylisovaleric
acid waz 3-methyl-
crotonylglycine

thiolase) deficiency| n1sees acetoacetyl CoA| Dunsa udems - asaUaanie urine \Roadunsa
(BKT) Tumsaseansalanuas llauy wsafld organic acid wu - winlansanams
mstovaaly leucine 2-methyl-3-
hydroxybutyric acid,
tiglic acid waz
tyglylglycine
- WUMSWaBHuUAY
Hugnssufiriolsa
Tudu ACATI
3.5 3-methylcrotonyl| - nsaulewlsw - andlwegldfonms |- széu C50H waw ratio| - daulnaflifionnis
-CoA carboxylase |  3-methylcrotonyl-CoA - dlosfiazRionns C50H/C8, C50H/CO| ladaalimssnun

- PR snsaesily
leucine iy
Unsefiiionns

acidemia (MUT)

-CoA mutase #503enaAu
B12 Adususoonlud
Tumseauaans valine,
methionine, isoleucine
was threonine

Fuifusziugagiowlys
fAdlus1ome 1w
2138w 3u 1 Foalu
nsa (metabolic
acidosis) lais&nen
was deinalé

C3/C2, C3/C16 udon
ondunf
fsI3UdaN3e urine
organic acid wu
methyl malonic acid
93N
nuMsUaERLUAY
#ugnssufiriolsa
Twdw MmuT

carboxylase deficiency vovgngRaundld |- wumsiAswiUas
Wusnssufiralse
Twdu mcccr was
mccce
3.6 Methylmalonic |- wsageulza methylmalonic |- e1msinannvay - s¢61U (3 Wae ratio - fiaUsInansaesiily

valine, methionine,
isoleucine whas
threonine tuens
fifin vaia InAu B2
lusrefinouawos

- AW L-carnitine La8x

36" aflouud
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3.7 Multiple Carboxy
lase Deficiency
(MCD)

- biotin metabolism HauUna
vilsonulys! o 4 ¥a ldud
propionyl-CoA carboxylase,
3-methylcrotonoyl-CoA
carboxylase, pyruvate
carboxylase waz acetyl-CoA
carboxylase fifl biotin
Wuansisaouly ldanansa
yhomlduni

Jomsn danuRaunfiven
holo-carboxylase
synthetase 15un71 early
onset multiple carboxylase
deficiency

Tudnla SanuAnunfzes
biotinidase 13un71 late
onset multiple carboxylase
deficiency

- #n welai$ vhmna
ludossh Bomunsa
V9510 fRUTIT
NLAU YEONNS
I

- 526U C50H uwae ratio
C50H/C8 lwidongs
AUNG

AsaUaaN7e urine
organic acid wu
[-hydroxy-isovaleric
acid,
[-methylcrotonyl-
glycine wae
tyglylglycine
numMsUSuuUay
viugnssufirielsa
Twdw HLCS

- i biotion TuUGaadge

primary carnitine
deficiency

carnitine 1dizad 1ield
Tudovamelodu uastovriu
mMsgeyde carnitine N
Uaanaz) ldasnsarom
léun#

wazyvo8finy Ae
aduw Fu Wilala
NéLHOBaISY g
lwdoad1 vieasy
mmsma’wﬁawgﬂ
FRadudunguoims
Reye

C18:14C18)/Cit shn
Und (Bomsasinidon
#1501798 (fevan
Tsaflluunoaulduany
91ms ¥ 9 Aft Co T
Boash)

3.8 Propionic - nsowaulzyl propionyl CoA |- omsuansadelsa |- sziu C3 uazratio |- driauSansaezAly
acidemia (PA) carboxylase lagfl biotin| methylmalonic C3/C2, C3/C16 lwidon | valine, methionine,
wues wonlodl Tunis| acidemia Fonund isoleucine waz
dovaaensazfilu valine, - asyadaane urine threonine tuomns
methionine, isoleucine organic acid wu fifu
waz threonine sunawuf propionic acid, - AndeAu biotin
Wonludil Wumsdovame methylcitrate, lus1efinouanes
211 methylmalonic acid propionylglycine, - fiw L-carnitine wa%x
Tuw propionic acid [-hydroxy-propionate
wae tiglic acid
- WUMsWasHUUAY
yiugnssufirielsa
Twdw PCCA vBo PCCB
4. ngulsansaluiti (Fatty acid oxidation disorders)
4.1 Carnitine uptake |- iaa1nlusin carnitine - Fomsuanuaedu |- sefu CO waz ratio - fiu L-carnitine wa%u
defect (CUD) 8o | transporter (vhmihilowds | fuanusuussvodlsa| (CO+C2+C3+C16+

NSHINYIFNFASNISHANE NSNS ITENSISHEY
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4.1 Carnitine uptake - A5228uguW Plasma
defect (CUD) %39 carnitine sn31UNG
primary carnitine as urine carnitine
deficiency FonUnf
(si9) - WumMsWasHuUay
yiugnssufirialsa
Twdw 0CTN2
4.2 Long-chain L-3- |- ldaansadevaaensaladu |- fonmsuainnans - sz6u C160H, C16:1,|- WANBLINSEADINS
hydroxyacyl-CoA | TUilundeonuld Buausorglainif C180H, C18:10H waz| Imenamzgrldaue
dehydrogenase (B-oxidation) utivene 3 ratio C160H/C16 Twidan |  v5afild
(LCHAD) uuufi 1 omslsasiala | gendhund - Awndodnilnadu (raw
deficiency (cardiomyopathy) - as2aUdaae urine corn starch) Aauuou

WUURA 2 91MSHaINIS
2ADNS LK HI1eNa
Twdoas duls

organic acid wu
dicarboxylic waz
hydroxycarboxylic acid

9199 78luU19s 1878
ihealudonsmnowuin
WAV NN

asideanumduna: | (uienaund ludaedt |- Awvhadw McT
néilogedu enafl | Lifioims) (medium chain
ms\dedindoundn |- numsideuudas triglyceride) va5%
Tumsn snsandl viusnssufinelsaln WowRandonmy
donssiypsifnlsa | Bu HADHA
LCHAD deficiency
Anmazinsndon
SeiasaRssgaY
HELLP (hemolysis,
elevated liver enzymes,
and low platelets)

4.3 Medium-chain |- liamunsadevaasnsalasiu |- omsuansadiefu |- stéu €8, C6, C10, |- WANIAUINMSOAIS

acyl-CoA
dehydrogenase
(MCAD) deficiency

Tuilunaonuls (B-oxidation)
milvnsaladuamnaaunals
ASUAH 6-10 DxAan i
FoHAUNf

Tsadu 1 lundutley
amensalyiiu ndean
9AIMSHINNUIANA
lwdonsn 8n andy
Fedia dldldsums
Snuriuriaof nuisw
Faudeny 2 Tu ua:
dalmajnudiony

2 1Fou 2

C10:1 wae ratio C8/C2,
c8/C10 lwdonguni
Unf

- asadaanae urine
WU suberylglycine
kas hexanoylglycine

- WumsWasnuUay
yiugnssufirialsa
udw ACADM

lneamednsldaune
wsoilld

- lusrefifomslihma
Wowlannzima
ludonsh

- iy L-carnitine 15«
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ASUDN 10 9zAONHED
g1nNlmdonguRaunf
fowloififivados 3 wila
#a long chain-2-enoyl-CoA
hydratase, long-chain
hydroxyacyl-CoA
dehydrogenase (LCHAD)
waz p-ketoacyl-CoA
thiolase

(C18:10H wae ratio
C160H/C16 lnidon
Fonhund
psyalaane urine
organic acid @133
Unf w3anu C6 v C14
dicarboxylic waz
3-hydroxy-dicarboxylic
acids
nuMsiUaerulas
Hiusnssufiielsalndu
HADHA %89 HADHB

Folsa Gl 9115 N15A52930A N155nW1
4.4 Mitochondrial - ldansadevaaensalaii |- adwiulsa LCHAD |- msiawmilen LCHAD |- wanidevnisenanms
trifunctional protein | - luihnaomlé (B-oxidation) deficiency laugszdu | lawianizdasliauis
(TFP) deficiency yldnsalauaniagiosn C160H, C16:1, C180H,| w5adld

- Tusefiflonmsiansih

fifihaage uwiane
denaludons uas
Mazuanlufieluiion
9

fiu L-carnitine 1a33

4.5 Very long chain
acyl-CoA
dehydrogenase
(VLCAD) deficiency

- ldasnsodesaamunsalydy
Tudnmaoondlé (B-oxidation)
ldnsaladuamameen
NIN ASUDK 16 D2AONGD
g1Iniludengolaund

Somsnindolunseua-
130aNSD Reye
syndrome U951y
fhmaludoas
NAIDADIMNS UISY
fidoalunsa siuln
osmnladiuazan
Tusiu msrhauzessiv
Aaung (elevated liver
enzyme) ¥lala
Twianle w3ofluey
imaluidonmndy
aa1ms dula e
ndmiosniaundy
UGNy

seeIu C14:1, C14:2, C14
was ratio C14:1/C16
lwdoagoniund
psyalaanae urine
organic acid wu
dicarboxylic acids
(saturated waz
unsaturated) Twgufi
Homs
numsiUaeuuan
fiusnssufiielsa
Tudu ACADVL

WENLALINISEADTIMNS
Tngianzgavlaiaune
waoilld
SianemsTiflaugs
wasfinanslulainse
Twens uazasude
vhfu MCT

- SuUsemu L-carnitine

BEHY
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