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ENBS Expanded newborn screening
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TMS %52 MS/MS Tandem mass spectrometry
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5. ghethelunasafiuidonsfiafiiasiudonudy (nanasn)

6. Fsuiidmsuanvovifiadonuaumdon (Hemolysis serum) szdu 3+ v 4+
7.

8.

9.

ANYHEHI 9819 HAlN U NIZEN
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2.2.1 ngulsansaosflu (Disorders of amino acid metabolism)
duasransaozfilulunatann (Plasma amino acids)

1 a

- Wiiuidenetvdoy 2 Tadans newfiuunledald 1d Heparin tube
(&)

- doovufuimsieUuiun Plasma viufl (WGomelu 4 Fluendaan:
P % 3 o & v < ! '
MUNHILIY WEoNUlNOn) wuniAuenizaln Plasma e Buffy
coat

1
a

- wdudv (Freeze) iosodusolunsiaduouufURMsamuuaiuiisuRagoU

P
°

- hgefiussynatanugndvldlunseinindonsonaouliuiiuss 91y

qQ

150 Icepack Liasnuigmnniserinvsdesnage

Heparin tube ({1&ide1)

[~
LINULRNe Plasma

16 AfeufuRnumsasiadansaemsnusnfioneiosufifinis Newborn Screening Laboratory Guideline

I —_—————_———————————S—ee_—>5——_—; w w7




2.2.2 ngnlsadvasySy (Urea cycle disorders)
=K1

deasiansaozAlulunataNIaINsSIgazdealudo 2.2.1 LazNsAduNse
ludaaae (Urine organic acids)

- wudaanzeguties 10 Radans lalunseUovnse _
mauzspulaanzfiazona

- uddifunsouduiv (Freeze) odvsalunsia
sTﬂﬁa@Uzjﬁﬁm%mNwmﬁuﬁ%ﬁ%au

- ldlunsz@nshudondondovlninfiussquuie wse
Icepack WosnuigannRssuharhaesiotig

WHIBLKE  NISENHSI urine organic acids acAava98592 urine creatinine NFdensI
Weiu innlseneunafidensiafing urine creatinine govmsn Iunneuaonn
WSonfuMsIhavsothefisensia urine organic acids mnUsinesdaanzldliinesne
AMNSAUSIVSINRAIEAS LAl MR BTl

2.2.3 ngnlsAansadunse (Disorders of organic acid metabolism) was

nanlsansalyd (Disorders of fatty acid oxidation)

dumsaa Urine organic acids (ausieasidualude 2.2.2) was Blood

acylcarnitines

- UMY RoARYAUNNSE A WFUAI NS UINULR o AL o WS E VRS
AANSDIMSNLLSNLAA

- ennliuifigaumnfivionasnation 4 Falug

- f{T@Lﬁ‘uia'%iaou,amha‘oauﬂmmLLar{{UwISfﬂmmﬂﬁ'%uﬁmawaoLw\
AMALHIMIUUR
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AENSavgasINUlnsagaudnILie

soulnsovdfinifiasveosluulnsosd Foflanuardudonsifiulawasimuinis
govaney NMsrhvingavsenlnsovsagmuldmsaruananlelumania sonldanovlazson
Insewusd (Hypothalamic—pituitary—thyroid (HPT) axis) sasluulnsesaiaislolofmdnain
Usznouddny fBunasoulsdnanvsfiafifuidoslunszuinnmsadronasndvsosluulnsoud
mMrnsovgesluulnsauaudiia (Congenital hypothyroidism, CHT) duundusfiaUguni
(Primary CHT) filinananufaunfivevdeonlnsessd wazwfianfund (Secondary CHT)

]
=1

fiRananuAaUnGvesdonldaney wuldieriduuuunias (Permanent) wazuuusias1a
(Transient)

Aznsovgosluulnsoududinda inanmsoasesiuulnsesdfadusoslun
fidftyrionsiaseulAulngeus19NIBLaraN0IPadNISN duNAlEMSNENMHUINIS209S19Ne
wazaNovuNNsoy danluejazlifonmsuanveanzovlsaludivionony 3 wWeow amisadovin
wazsnuildnlasunisitasulazsnuineluety 14 THRAIAGDA NISASIVAANTDINIZ
nsovzasluulnsoudusdriialumsnusniia Sefianuddunazdndulumsitadelsa iols
mssnwldruna mslnssnuifiaidianenisuansesnzavlsaazliamsaudlanii:
afdeunnunnsaguasiammIMsMsaMegaadnfilulsald

n1snsaoAAnsavn1o:wsavaasluulnsasAusntiinnvisvURURNNS

NSASIAFANSDINIITNS 0uTes LNUINsauaLanfa MlavasiaTmsizimszeu
Thyroid stimulating hormone (TSH) a1ndogvnszanuduidonafildainnisianzdonimsn
fiflongannn 48-72 Flue nsdinsndevldsunmslimdonaissfiuideanisnionldsunis
Wdea nseimsnlésulfoananiuiion Alsinuldoaratainnisiiaenattios 1 §Uav
lnoinzidoanaznuaidonanunnszanuiurhluafadsuiiomssdu TSH aqadagoy TSH
shaust 25 mMU/L Bl AifoimalduuinideguRinund dnamsasiadanses TSH nauan oy
rn1sastafudiusiiienisifadulsalavnisasiassdu Free T, (w50 Total T) waz
TSH luseeeBsu uazmssisnunalanidfige Betlaguulnanion 1-2 Filus msifady
LLaxIﬁﬂ']s%ﬂU']ﬁai’l%'lﬁwa&iam%m’%agtﬁuimaas’mma LAz WANKINSYDIFNDY
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msARRIUNISNISNIARNTwan1sAnNSaVIAUNA

MSALSNLAATNLASUASIAAANSDILAINUINRNARAUNR HHILUSANSAovRAAINNISA

Iansumsasradudunazsuen L-thyroxine aeluaiyzoanisnluiiiu 14 34 laeUszanueu
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AnasHgaNInEUa wsalsenenuafilnadtnuifiunvazedn iornzdsunsiatingu

n1snsavdudunia:wsovaasluulnsesrusnin

N15AS1ATUTUNIITNS 99T INHINS DA LG A NAALUNISALSNLAA LAYNISASIIN

szeU Thyroid stimulating hormone (TSH) was Free T, (FTA) 59 Thyroxine (TA) lagdANMS

AU
a
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- AsEfimILUsMsRANMNINNSASIE UMDY YEoaRsIAlUTIRIIBUSNISD M 1
Hdanan15a51a8udunaurIGagug UJURNISASI19AANS 09 §anInNISNLsNLAe
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ms#nuseiBmsniiaeduazfiniznsoveosluulnsesdaisinus: iiasouaqu v
salnsosdzovrsauazasauasy enfinsaldsy nzanaeendansaefingoemsn (Birth
asphyxia) fivhliAamznsovoesluwsonldanoy wazlsmrtonsiautiugeemsn MsasIa
s9ME Nrnsevgesiunlnsoududiuiadnlifoinisuaandausmia wimsnsinflnumin
LATAINYILSALAAUNG LLa:azLLammmmﬁamqmm%u Tusrefidnsnsovoosluulnsoud
wirLfiasuuse e1aflonmsuanuiiiomsnonguszanas 1-2 1dou ldun dundevunain

v aa

szuTag0naiia Unconjugated gu gannldvos B daidu Brae (Mottling) soudeguwny

o o

fm WHANUIN Yiounn Aule axflogu ananndiy FvornisuanvinaiHasdaaunindu

q
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=1

WHonsneny 3-6 wiow ANNGHLSIDVlsATRAUALMS Msniildfdonlnsousazfonnis
sHsINIIMsnTifdonogAnfinsosonoglusunuaunfndfawiaidn wonaniaIsasIam
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HuaNvNIsIdodgna:snun1:wsavagasluulnsesdusnndalunisnusning
(7 : asnausdouléviowdnuassosulne O w.a. 2564)

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

Wovaniuanurovmsesiadanses @o WnsIfase Primary CHT Sudu CHT
flRnanANuAnUARYovsonlnsoud Fufiszdu TSH g0 aziu m%msm‘ﬁ"ﬁmmhﬁq@
Tuns3fase Primary CHT @0 nsIaseéu TSH Bvonaliidanansazfontaidonfianzaindmii
NSNaE 48-72 Flne Taoneadonldnszanudundivaoelsiusi (Dried blood spot, DBS)
wazrhrnafaluTinesionasazanafildunsiataszau TSH

dala o

sz¢iU TSH cutoff @Sy DBS fiduasiafinsuinemansmiswnnegfitiodn positive

screening Ao we 25 mU/L 2ulU agalsnenu seeu TSH cutoff Seanafinnuuansdanu
1 o d' o o § é’ o =% Qdd’ v o ' =) d‘ !

luudazandufrinnisasladansay Fudunumaiia/Asilinsranazsiedaidaafidensia

o '

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

uly uazlsanwe1unadssy deaan DBS lagzduinnisnoy 48-72 dalua wacld
g 1 é( U =} g .
TSH cutoff saus 12 mu/L Il Wudu foudu Positive screening

1
=

2. NNSASIAAANSY 1 ASYN 2 (Second TSH screening)

o1afimsauinmsialumsniifinansasiadansovasousniduau Wovanmsnngui
91afszu TSH guifine Cutoff Tumsasiadanseovasusn yafilu CHT léuA msnevsialuil

- mMsnAaeAnaumuUHe (91yAsSAtHaUNTT 37 dUAH)

- msnU

- msniusngadoy (feundn 2,500 NSw)

- psssula laganzagvBandaanialudied (Monozygotic twins)

iflomsneyuszanad 2 dUanvi insaa TSH lwoafanzannduwnuasifuuuu DBS
WuduiumsasiadansoasIusn wiensafimsnuoulsonenunaliidoafiiazanvasndonsm
wiosefliiaiooneassAtioundn 32 #Uaud uusihliinstann 2 &Uav auasu Corrected
gestational age 7i 37 &Ua
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3. N15As228UTH (Confirmatory test)

nsnAHNGA Positive TSH screening NNMSASIAFANSDYASINSNWED Second TSH
screening dauldsumsasiausainlavidifigandonsiuna limsiAneny 14 Fu Seldun
Ms#nUseIa msras1anmeiily Tauwiuasiamn Congenital malformations Tauianizogeds
szuuthlanazmslddn uazmsnnnsudoslésunsasiadugu fe TSH uas free thyroxine (FT))
saeRansanlimssnuriniivselauidifign demsiefl 3

A5 3 NISASIVEUTRLAZLLHINIINISS W

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

NAAN o 134 Levothyroxine (L-T ) viufi

> 20 NAA 5 L-T, viufl

6-20 Uné - WASHIINNURUNASDY Gl
- &y L-T, ¥iufl wSes08n 2 duaw

n599 TSH waw FT, o

- Thyroid imaging™*

<6 Unf lsidloufinmu

*aunfienneny T Rasanastaluaminiiamnsansiald

laedn TSH screening > 40 mU/L fAasanldinssnunlunenfiazldnanisasiadnegu
wazén TSH screening < 40 mU/L 91asanamsasialudunould dldnanmeln 1-2 Ju

TuaonUnfianansansaa thyroid imaging 1§57 Ra1semsaa Thyroid ultrasonography
war scintigraphy (Thyroid scan and uptake) AoWBNY L-T, LAlNAISSONSITNIN

[
===\ o

VAW 24-48 Flug wsizasyinldisunissnuile g tunstifsusnuilundl a1n1safsia
Scintigraphy lenmels 7 Tu ndadusnw

wmsnifiaasuimug amsansiaenasdiigigid Absence of distal femoral
waz Proximal tibial epiphyses #soly Lﬁ@U%:Lﬁumm@mﬁmao CHT 41d Intrauterine
hypothyroidism wdldsudulunisifiadelsa Folumsnunfdanluejaznu Distal femoral
waz Proximal tibial epiphyses Lﬁ'amqﬁssﬁﬁmm 33 war 35 UMUINIU mwaEU
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AIUNISASIINID YPWHG ATEAS L RO M A UUANIIANENSTN Na1sriluan1 U
1§ Wovandadudineovenive

4. mssnwiéae Levothyroxine (L-T )

[

asiusnulaudifiganmeluoty 2 dUsnviusn wserufifins1unansasa
gy

A LT, SudW Ao 10-15 mcg/kg/day AnTuazasy I@EJL’%'MJm@@oTum&J
Adusuusonn do sedu FT, Wound1 0.4 ng/dL wazRansonliznasmay
Imwﬁﬁmmimﬁaa@aom wWu 8-10 mcg/kg/day Tusned FT, 285E1 Iy
0.4-0.8 ng/dL \Dudu (Wnunifi 2)

Tusnefid Cardiac insufficiency ww Heart failure lHiSnawaUszN10d 50%
yovamafiazlil wazUSuingmauIndasnwluugs 2 dUm ausiu FT,
e LT, Adusunuuda fownadaa: 50 waz 100 meg lavunaza1us
wionnuiiandoy Jewlauinmsnlauase Wldenhfiwsenannsiieonda
suaaraein i lEnany 1 ase

Wien L-T, AnTuazasy soulnuooiuild dowliunnsondonun waldh
dnunisfuafunnin (udflonlidousnmsannni) Weazaunsafnmuszeu
TSH uas FT, WoUSuamae gz as

Laimaslf L-T, nSoufunndundon dnlvivedae s1aman wiouaafuu
wszasvldniseadneanay

5. NSAAATINSZAU TSH as FT, SEUINISNY

22

AISASINGANDUANET L-T #sanavainfinel L-T, aSaqarietorios

4 oy

Uune TSH uas FT, se1rdnasne

o TSH aglwnariunfinunony uwas

° FT, aaﬂummﬁﬂ%@umaaﬁhﬂﬂﬁmumq (upper half of the age-specific
reference range) lasliusuanen dnu FT, gondidunfisnuengidntios
el TSH Unf

ndnsusnwlERanN TSH uas FT, melu 1-2 duensd uaznn 2 duani

1&99N%HW 2 TSH Und

W&9NUN Basny TSH uas FT, 0 1-3 1fon Tugavwaudusn

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

AU URNNMSASIIAANSDIMSNLSINANIIARIUFURNS



- #Wavo1y 3 U Aaen TSH waz FT ¥)n 3-6 w0 aungaNsEule tazRased
AN T RN N

- AaenuUosTuntonduanUsuamiaeUssiios 4-6 dUan¥ TapusuiinmEe
aneNASIar 10-20% welildsziu TSH was FT, dondnd

6. NsUsziliuiangaAe L-T Tusrenaudodndu Transient CHT

6.1 finsonanvieryn L-T wavary 3 U iieuszinmsyhougesdenlnsoss
Tusesdalutl

- BusnwundeUng Wae preterm

- WaN$#s23a imaging wuslanlnsasaogfunaUns

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

- msnilsdovusuiingma L-T, lapszninesnwn Toefi TSH wae FT, Und
Aaond 3 U Aruin udlidevasanes L-T, lusnefif TSH guszning
snwn ldasinainewsenladne wie poor compliance (wnuiusief
fl9uNs@$9a Thyroid imaging Lﬁ'ammm@g FadovnsIa9adrlszeu TSH G
Fudndudovngaennonnsia) wadumsnfidua Thyroid imaging vJw
Thyroid dysgenesis #awa% 133 Ectopic thyroid WsomsniildsunIsasIa
maasgﬁ’uqma@%dmﬁu Thyroid dyshormonogenesis gnviw Pendred

syndrome az DUOX2 mutation Buviv 2 n11zi oranegaenlaluuesiy

6.2 ABMsUSTLHY
Wingen L-T 1Dwaan 2-4 &t uaessia TSH ua FT éwu TSH > 5 mUAL
Ued3ndn Permanent CHT Tisisaa Thyroid imaging (§hanunsarhld) wazndululinissnwn
olld L-T, snuLAin NansaUNBERAA INASI TSH Waz FT, folluszos

7. AensavgasinKinsaysusifiaigaaniiag

dnunizgovmnsevgesliulnsoududiifiafivadntioy fe fssdu FT (130
Total T)) Unf waz TSH gondtunf loivudiuengfioadu do 6-20 mU/L Tagtiunusnagn
2ouMEiguln nmMsAanseunznsavgaslunlnsesdudiuialumsnusnifa laaiduld
FILUUNNISHAZEIAST7 SwelinananuAaunfivey Iodine transport, Inactivating mutation
299 TSH-R war Delayed maturation ¥@v Hypothalamic-pituitary thyroid axis Vi%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 AIHLWIN
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Adarlasamnansonlivioiinuazfosulng uddszdiu TSH fe1 6-10 mU/L Teaglafius:i
msiduthensemsldungovsnsmuazmsn dalafidoasuiitaanulunsiimssnuiday L-T,
AsAsmnduse 9 1d L‘fiaomﬂmsﬁ@fmm:mmaﬁmaaﬂﬁgﬁymamﬁﬂ SRR
wioldfinadarvszduaddouay (Intelligence quotient, IQ) LATATLHRATNAISIT UG

(Cognitive function score) Mssn¥IFeorafasanld 2 uwIne fa

1) Wmssnu Taefuwimenisufuauderduidnfifiszdu TSH anndn
10 mu/L

2) llimssnun udfamuszdu Free T (wSe Total T ) was TSH 8n 2 Asy
¥0riu 2-4 §Ua9A 152U TSH famvaszning 6-10 mU/L Foidalinissnun
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Management Guideline for Congenital Hypothyroidism: Diagnosis

Dried blood spot TSH screening at 48-72 hours of age

}

TSH > 25 mU/L (nsudnendansnisinng)

* PINMSNNAUNINGIDYIUT

- History & PE (cardiac, congenital malformations, hearing)
- Confirmatory test: FT, uas TSH

I
v v

‘ éma confirmatory test 1031 1 Ju —‘

} I¢ima confirmatory test melu 1w —‘

. Wa confirmatory test nausn

l LS L-T, il - >

P

FT, Unf ] FT_ s W | FT_ ua TSH UnA (<6 mU/L)—‘

v

v

B LT, ﬁuﬁw - nyARAANLES

- Wy L-T finang

v v _
[ TSH 6-20 mU/L** W TSH > 20 mU/L
Discuss fugUnAsaY * N

FY] L-T, A

\/ \

5u L-T, NUf ’ faed TSH wa FT, 8n 2 §Uand

TSH q9%u was FT, Mag 3o 1 TSH anay uaz FT, Unﬂ
IndlAuofn
I l
‘ B LT, 7w ‘ Aasmunn 2 §Ua1vi au TSH Und (<6 mU/L)—‘

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

% o o & *% o = ¢ P
, O"l%ﬂ']@SU"IEJIHL‘H@‘H"I; s Wﬁ]'ﬁm’]‘u%ﬂ‘lﬂ'mqNW%LLWVIEJ@@?NI‘S‘V]@

LLNuqﬂﬁ 2 Management Guideline for Congenital Hypothyroidism: Diagnosis

A : anrANsoNlsTIownuazTuwWlng nnn11ius 2564
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Management Guideline for Congenital Hypothyroidism: Levothyroxine Treatments™

| msaAdnandovldsunissnundae L-T, W

v

THUSIENN
FT, < 0.4 ng/dL

SHUSIUIHNAY
FT, 0.4-0.8 ng/dL

v

SHUS Yol
FT, > 0.8 ng/dL

v

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

'

) L-T, 5-8 mcg/kg/day’

AAeN TSH Las FT

- 919 1 Yusn: n)n 1-3 Lhlow
- 91y 1-3 U: 1N 2-4 \Plaw

' v 4
- Busnw: ASausnAeli 1-2 §Uaw waznn 2 dUa1v aund TSH Unf

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

Re-evaluation waveny 3 U*™*

nasanlusef
- linsruanmugurinew

- Basnwgaemsniae

- Wa imaging fsanlnsovdogsumiaund

- # positive thyroid antibodies

- W LT, swnawiniinaaen law TSH uas FT Und

v

“HQ@ L-T, w34 2-4 §Upnvi wazAsaa TSH waz FTJ
|

TSH was FT4‘LJﬂ@“ FT, f/UNG was
* TSH > 5 mU/L

- MuAeFe *

- fineny TSH uaz FT 18usze:
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
floun1sasa thyroid imaging Lﬁammm@ Fogog
752924 HszAU TSH g FudovnantnnonnsIac

v

[ L-T, AnsonaonsIn Wazfaa N TSH was FT,

1N 3-6 o AungaMsIAule

LAz NSNEAGTNNIIHARIANHH

- Thyroid imaging (optional)
- LT, Andenaentia uasAnsu TSH uaz FT, v 3-6 Wfon auvea
MsLAUle LasiaNsanfnmuiadunasaInt

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

USnwinmsunndsonlsvie; $, dsnuinduany 2 d&Umit Ansantfenagenififuwaantdoy

a

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

AN : anAnsonlsviownuazJegulng nun1us 2564
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A15971 4 Aunfimuenyuov Free thyroxine (FT)

o1y FT, (ng/dL)
WSALAAASUNMBHA - 4 1 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)

optd 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 LPoW-13 U 0.7-4.2
14-18 ¥ 0.5-3.4

dautavain  Bailey et al. (2013) uaz Lem et al. (2012) un@fonalanuuansviuluusasioaUfusins

msnifinfeumuuaiduansaniumsivduivanyasss

LNAISD1IDY

1) wrInunsIfasdulazsnel Congenital Hypothyroidism, axansionlsriaianuas Tosulng;
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 @

lsANUENSSHINANUDAN

naulsArugnssummuaan (Inborn errors of metabolism, IEM) 1HulsafliAnan
AnuRaUARYougnssH wialu (Gene) fimuanmsatrsoulsllumsdosaansanserms
19 9 (1w WWshn loi) ludundemulusionme vildasonmnsiinlulustanmeldananse
gndesldund RaMsAvIRmsAIFiuLazdINanssnUAoMsTUIRge Tz 9 Tusrame
lavianzo T Alindonugs wu auov du wla Wudu omsazsuusasnnudetiosTuegiv
siazedlsanazUSinamsAfimdolusonme Tselunguiiuivesndn 2 nqudesmuasiudn
o nananslulanazmielvn) waznguansiuianazuadn uitiaznande ngulsariusnssa
wenuednanslutanazmadn msindundulsafignussalugamsasiadansedlumsnusniia
govUsznalng

UszinalnainmsasiadansormsnusNiingounguls ARHE NSS NN UD ANE1SINLENA
auaLan Ao lsaffladlayise (Phenylketonuria, PKU) 31nd1 20 U Uagiulniseenenisasia
Aansov (Expanded newborn screening, ENBS) nanlsAWHgNsSHLNATIUDANESINLENE
2nAdnInnIu FeudadsafigUimsaiiion Wilsamenn aUfimsaisinzeongulsariugnssy
weUadnanslulanazmalandiuensmsasiadansed Ussanod 1 s 10,000 399mMsnusniia
Isaman i dungulsafiinnnmsdesamumsormsnaulusiuzunaian (nsneziln) uaclysii
snalan (nsaluii) dmluajzedlsalunauiidionoamenusnssuuuududos (Autosomal
recessive) unLIW Ornithine transcarbamylase deficiency (OTC) e1enaaNIINHENSSHLUU
Sex linked recessive 21ms uazmsuanuoanzovlsalungui dalnajidnoimsilianis
Wizay JUeTednldsunsifaduad wsoluldsunsifadlsa vildihlugniiznnmanin
waz/vioidedin Wemsifadulsafiduhluguamssnuniia Sofimsiamnmsasiadansay
lsArugnssumaUaanngnasiuianaguiawan (Inborn error of metabolism of small
molecules) Twmsnusnifa Tasfithnaneridnfifinanisasiasansosinunf WNgN1sAsI9
Sudnlaifadulsaddu iielrldsumssnurinriaed
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msasiasansaengulsarugnssummuadnasiuianaswadniiiunssensiiia
INMSATIIAANTDIN1IENSDIFOSINUINSDuauaiLaLazlsaRfafAlawsy (CHT+PKU) ool
FrothanszauFuldonuflondn udkesUfuinmsazasiafinlaeléiadoonsia Tandem mass
spectrometry (TMS, MS/MS) ‘z”iaﬂmwulﬁumsmafﬂajamm%mmmﬁms%ﬁﬂ%mmms
(analytes) wane 1 flalunaniie 1-2 Wil Mseasaldndn Flow injection sanfu Electrospray
ionization, Selective reaction monitoring (SRM) 38msinsandiageuteleildn 2 38 Ao
Derivatized waz Non-derivatized Fotlaqunfiunl#3s Non-derivatized snadiiovann
feumontosniasUssndaal Inaseiidanuuduiigosnansasialndifdoedy 156 1
Ansraiiniuisoonldidu 2 ndaluey (Fammn uanaiy assudnillilunsasia) o

1. nsmezfle 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

UsHadanseing o wanll anasahnlilunisasiadansoungulsa IEM faansiy
1 6 Fouvndungulsandan 16 3 nan lefun

1. nawlsAnsaazRle (Amino acid disorders) 15 lsa %ommaﬂﬂ%mo%q@s
(Urea cycle disorders) 6 lsa [3dae

2. naulsANsAdunsy (Organic acidemia) 14 1sa

3. nawlsansalodn (Fatty acid oxidation disorders) 11 lsa
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ANSIN 6 WaAY FolsA a1sHan wazons1alngavais (Ratio) lunnsasladansavlsa

o . 9AS1AIN | AINLSIAIN
Holsa 90 qisudn | wosans  |nsdinansa
Bolsn (Ratio) Aaunk
naulsansaasfily (Amino acid disorders)
1. Homocystinuria HCY Met Met/Phe Uunanyg
2. Hypermethioninemia MET
3. Hyperornithinemia with gyrate atrophy HOGA orn Urunanyg
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/Om U1HNag
2. Argininosuccinic aciduria ASA | Cit/Arg, Cit, Asa 1N
Asa/Arg
3. Citrullinemia type 1 CIT1 Cit Cit/Arg HN
4. Citrullinemia type 2 (Citrin deficiency) CIT2 |Cit, Arg, Cit/Arg NN
Met, Thr
5. Hyperammonemia-Hyperornithinemia- HHH orn una
Homocitrullinuria syndrome
6. Ornithine transcarbamylase deficiency OTC |Cit (low) Gly/Cit, NN
GIn/Glu
nanlsansadunse (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 wazons1aingavais (Ratio) lwnnsasladansavlsa (sa)

. OASIAIN  [AIINLSIAIN
Folsa 99 lasudn | weeans  |nsdinansim
dolsn (Ratio) Raunf
4. Combined methylmalonic acidemia and ChblC, D C3 c3/ce, 1N
homocystinuria C3/C16,
C3/Met
5. Isobutyryl-CoA dehydrogenase deficiency IBG C4 ca/C2, una
C4/C3,
ca/cs
6. Isovaleric acidemia IVA C5 Cs/co, 1N
7. 2-Methylbutyryl-CoA dehydrogenase 2MBG cs/C2, Nl
deficiency C5/C3
8. Malonic aciduria MAL C3DC C3DC/C10 Uunan
9. Glutaric acidemia type 1 GA1l C5DC | C5DC/CB0H, | Ununany
C5DC/Cs,
C5DC/C16
10.Beta-Ketothiolase deficiency BKT C5:1, C50H/C8 el
C50H
11. 3-Hydroxy-3-Methylglutaryl-CoA lyase HMG C50H, C50H/C8 el
deficicney CeDC
12. Methylcrotonyl-CoA carboxylase deficiency | MCC C50H C50H/Cs, Iunany
C50H/CO
13 3-Methylglutaconyl-CoA hydratase 3MGA Uunan
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, Urunany
deficiency C4/C3, ca/c8
2. Short-chain hydroxyacyl-CoA dehydrogenase| SCHAD | C40H Urunany

deficiency

NSHINYIFNFASNISUANE NSNS ITENSISHEY
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AN 6 AR FolsA a1sHan wazons1aingovais (Ratio) lunisasladanseavlsa (o)

. ORASIAIU  [AINLSIAIN
Folsa M99 lasudn | waaans  |nsdinansaa
Bolsn (Ratio) Raunf
. Medium-chain acyl-CoA dehydrogenase MCAD | C8, Ce, cs/c2, unan
deficiency C10:1, c8/C10
C10
. Very long-chain acyl-CoA dehydrogenase | VLCAD | C14:1, C14:1/C2, NN
deficiency Cl4:2, C14:1/C16
C14
. Long-chain hydroxyacyl-CoA dehydrogenase | LCHAD |C16:10H,| C160H/C16 N
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), il
deficiency (neonatal) C18:1, |(C1e+C18:1)/C2
C18:2,
11. Carnitine-acylcarnitine translocase CACT C18 HN
deficiency
* wanew:  an - deuldsumsUssafiumely 24 Faluo

tunany - dovldsumsusaliunmeli 48 Faluy
F198991n5 19090 IBUTURIHNSAS I9NSDYIMSINSILAAlSANTKE NS SHNA U ANUUUTNT1WINWlSA (Expanded

Newborn Screening) #ae Tandem Mass Spectrometry wnsAns1z 2564

a va
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naulsa IEM finsdadansovid Ho1nisuazauguuseavlsafiuans1aiu diua

MSsASI1AAANSDIRAUNE 3 NLTUA0uRNSANANNAUNIASIAZN B ILANRDINSINUNG 199 Tu

ldgaun wsogaunonay 91LTuK WHoUWIZHN Mad BUFDNEUNINULNNELNDASIALAZSNE

15791 lagaug 91Ms NMsASIATRANY WazNI5sNYIPoVlsANNGNT wanvfuas19f 7

15197 7 LEPIFLNE 21N1% NISASID LaznssSnu1zoulsAsng I

Folsa aLue 21Ms M5AsIAINAY M55NYI
1. ngwnlsansaazfily (Amino acid disorders)
1.1 Homocystinuria |- wsaueulasl cystathionine |- Wamwnistn laudan | - sz Met uas - fiaUsaansAozaly

(HCy)

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

\wdoudanuduagy
Aomzanidengad
\Raldvrolug e fuidn
(infancy) w5a\inla

homacystine luidon
Fannunf

- nuUMsWaEuUAY
yiugnssufirielsa
Tudw (Bs

methionine Tua1ms
fifin

- fiv cysteine 1a3H

- fiv pyridoxine waSH
lusrefinouawos

1.2 Maple Syrup
Urine Disease
(MSUD)

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

- 9n38u Fu S dn
wazaNovUIN L5Ene
aldnauawo (coma)
o1 du83ald \Aald
Fausoe 1 u

- dnuodsn Ao ndwsh
adenan maple
syrup

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

- pis1alaane urine
organic acid wu
2-0x0isocaproic acid
(21 Leu), 2-oxo0-3-
methylvaleric acid
(a1n Tle) was
2-oxoisovaleric
(a1n val)

- numsiUasuuUas
viugnssufinelsalu
BCKDHA, BCKDHB,
DBT

- dnUsInainsnazAly
leucine, isoleucine
ua valine two1ms
fifin

- AWdenand 1
(thiamine) Usaage
lusrefinouawos

- Wiy

1.3 Phenylketonuria
(PKU)

nsouenlysl phenylalanine
hydroxylase law#
Tetrahydrobiopterin (BHA)
s veulzsilumseoy
phenylalanine

- WAWIASH waskia
Al vhldiY was
NN21TUAUSEHU Phe

-5¢AU Phe uar ratio
Phe/Tyr Twdongend
Unf (Beorasaalulsa
wsoy BH, ldigniu
FemsasIaiiaLiionsn
2 Tsatl)

-nunsiUdeuulay
vingnssufirolsaludu
PAH

- dialsnansnazAly
phenylalanine luo1mns
fifin

- fiu Tyrosine L&5H
NALNY

- Suuszmu BH, Tusy
AnouaWDY
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A151971 7 LEAYEILHE 9IN15 NISASID BazNssnuIgadlsady 4 (so)

Folsa

GRIIE)

21119

N115915223HARY

n155N11

1.4 Tyrosinemia
Type-1 (TYR I)

- nsouowlyd
fumarylaceto-acetate
hydrolase lunszuanms
Yoy Tyr

Ul 1 Fasoeforusn
- 6 H9U 9IMSNIFY
1w acute liver
failure, ldaansaade
Msudesizeuion
yhl# ¢én PT, PTT
Haunf

wuul 2 0oy
6 - 12 Wfion 915
fulnndetosentugu
amsmula renal
tubular acidosis

- 52AU Tyr waz SUAC
lwRenguniunf

- asyalaane urine
organic acid wu
succinylacetone

- WuMsWasHuUAY
yiugnssufiriolsa
Tudu FAH

- PiAaUsINMns Aoz Ale

tyrosine Twenmsfiniu
- fiy Nitisinone

2. nawlsmvasyisy

(Urea cycle disorders)

2.1 Argininemia
(ARG)

- nsonaulzs Arginase 8y
DudunonusnlmaoasySy
lumsiden arginine 1w
urea was ornithine

- 98y B ¥n sy
ANDVUIN Lazdudin
18 \flosanuonlafly
Foilnasaaney

- sziu Arg Twiden
Fonhunid
wumsiUaeuulay
yiusnssufiielsa
w8 ARGI

- PARMSIUS AN
- fiu sodium benzoate
Wahemdauanluile

2.2 Argininosuccinic
aciduria (ASA)/
Citrullinemia (CIT)

- 15A ASA nsauawlya
argininosuccinatelyase

- 1A CIT nsovenls
argininosuccinic acid
synthetase

- o3y Tu Fn 1nSe
ANDUUIN Lhazldudia
1§ \flovanuonlafly
Fulinadoauoy

- széiu Cit TwiRenge
niund tulsa CIT

- ey Cit, Asa lwden

gonhund Tulsa ASA

AsUaaN2e urine

organic acid wu

orotic acid

- IsA ASA nums
LUﬁﬂuLLUaaﬁugﬂssm
firiolsalubu ASL

- Is@ CIT wums
LUﬁﬂuLLUaaﬁugﬂssm
firiolseludu ASSI

- f1inomsiushin

- fi sodium benzoate
\odemdauanluly
has arginine Lasu
nownuiasoldidon

2.3 Ornithine
transcarbamylase
deficiency (0TC)

- nwsowaulzy ornithine
carbamoyltransferase

2138w 3w #n 1nSe
ANDIUIN LaslFuTin
18 ovannuanlauile
Follnasaaney

- seu Cit lwonshn
ATUNG

- asyataane urine

organic acid wu

orotic acid

NUMsWizuuay

ugnssufinalsa
lugu o1C

- f1inomsiushin

- fi sodium benzoate
\odemdauanluly
waz citrulline #3a
arginine L@5NNALNY
fiasralation

34) gfloufus
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A151971 7 LEAVEILHE 9IN1S NISASID BazNIssNYIRadlsady 4 (o)

golsa

ann

21N19

1%

N15015223HARY

1155041

3. nawlsansadun3d (Organic acidemia)

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

- nsowaulyy 3-hydroxy-
3-methylglutaryl-CoA
(HMG-CoA) lyase Tumseag
leucine wazas19ansAlaw
Tunszuaumstiow leucine
Sugaing

- 913uu Fu welady
e dudugnn o1
wdavandeTiald 9n
AialugwaydUmitisn
WS eiioms oy
yMlda1nsuaninon
[~ = ]
wnlavB e

- 526U C6DC, C50H wae
ratio C50H/C8 Twidon
Fannunf

- asyalaane urine

organic acid wu

3-hydroxy-3

-methylglutaric,

3-methylglutaconic,

3-hydroxyisovaleric
acid
wumsiUaeuudas

viusnssufinelsa ludw
HMGCL

- yodzlenmsly glucose,
winzideadunsa

- fiiaUsInensnesily
leucine lwomsiiau

- Szeze) WANBBINS
anomsilunaimnu
wardinemsaf
lUsfinge

3.2 Glutaric acidemia,
type I (GAT)

- wsauewlyd glutaryl-
CoA dehydrogenase (GCD)
Tunszuammstoy lysine,
hydroxylysine, was
tryptophan

- omsuanusinnuly
320018 6-12 Lo
munds msild
Wwnda onmsuang
fo B v19suRAsEe
1n

- 9IMSMISEUUUSEAN
W dystonia, n1s
euaInd1Nie
Felu Beazaseynnis
Tuseezen lWfgu wih
AHUIIINGA

- szAy C5DC Wae ratio
C5DC/C50H, C5DC/C8,
5DC/C16 lwdongy
nund

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

- numsLasuuUay
viugnssufinelsalu
GCDH

- fiiaUsinensaesfly
lysine wae tryptophan
luonmstinu

- fiu L-carnitine wasu

3.3 Isovaleric
acidemia (IVA)

- nsovaulyy isovaleryl-CoA
dehydrogenase Twmseas
leucine

wuut 1 Semsn e
Tursadumst Fo1ms
a13uu Foalunsa
Fuav lsFne (coma)
Azl dudin

wuut 2 inle 99ms
Ldaundu Simsnms
# omsuansinidy
wdInsfinide o
liauy wsefwems
filustinge ffloims
a1 3uu \Foalunsa
Fuaw

- 526U C5 Wae ratio
C5/Co, C5/C2, C5/C3
ludongonhiund e
nuldidwpeaiulsa
2-methylbutyryl-CoA
dehydrogenase
deficiency
As523Uda132 urine
organic acid wu
isovalerylglycine,
3-hydroxyisovaleric
acid usilulsa
2-methylbutyryl-CoA
dehydrogenase
deficiency aznu

- fiaUsInansaesily
leucine womsiiau

- iy L-carnitine waz
glycine 1a5u
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3.3 Isovaleric
acidemia (IVA)
(si0)

- oMmshutn Ao
Jaanefindundu
adundiumde
(sweaty feet odor)
FoBunlsaiih
Tsadaanazimiin’

2-methylbutyrate was
2-methylbutyrylglycine
NuUMSIALHUUAY
wiusnssufinelse
Twdw IvD

3.4 B-ketothiolase
(mitochondrial
acetoacetyl-CoA

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

'
=

- msuanvadelsadu
Tunaunsadunsd Ao
2138u TN dnaden

Se6U C5:1, C50H was
ratio C50H/C8 lwion
Fondunf

- YadzRonmsingm I
AMSHNMIraAEAM
fiflimage wilamae

(3-MCC) deficiency

carboxylase lumstosaany
leucine laefl biotin 1Tush
S9UfAse FeRuonanu
maHsaniunissay
woulza{ 3w biotin 1w
cofactor lulsa multiple

sewiofidld ldaue
DIMSUAAY 13U 911 TU
melaigy fu

- yasamsafiin
Tseil wacligonms
92U C50H luidan

Twdenguniunf
psyalaanie urine
organic acid wu
3-hydroxylisovaleric
acid waz 3-methyl-
crotonylglycine

thiolase) deficiency| n1seee acetoacetyl CoA| Dunsa wdems - asaUaan1e urine \Roaudunsa
(BKT) Tumsaseansalanuas llauy wsedld organic acid wu - winidansanams
mstovaaly leucine 2-methyl-3-
hydroxybutyric acid,
tiglic acid waz
tyglylglycine
- WUMSWasHuUaY
Hugnssufiriolsa
Tudu ACATI
3.5 3-methylcrotonyl| - nsaulewlsw - andlwelddfonms |- széu C50H waw ratio| - daulnaflifionnis
-CoA carboxylase |  3-methylcrotonyl-CoA - dlosfiazRionns C50H/C8, C50H/CO| ladaslimssnun

- PR IsnsAesily
leucine iy
UNs1efiiionns

acidemia (MUT)

-CoA mutase #so3enaAu
B2 Adususoeulod
Tumseauaans valine,
methionine, isoleucine
was threonine

Fuffusziugagiowlys
fAdlus1omey 1w
2138w 3u 1 Foalu
nse (metabolic
acidosis) lais&nen
was deialé

C3/C2, C3/C16 ludon
Fondunf
nsIaUdaN3 urine
organic acid wu
methyl malonic acid
9N
nuMsWaERLUAY
fugnssufiriolsa
Twdw MmuT

carboxylase deficiency yovgngRaundld |- wumsiAswiUas
Wusnssufiralsa
Twdu mMcccr was
mccce
3.6 Methylmalonic |- wsagewulzs methylmalonic |- e1msinannvay - s¢61U (3 Wae ratio - fiaUsInansaesiill

valine, methionine,
isoleucine whas
threonine tuemns
fifin vEada InAu BL2
lusrefinouawos

- AW L-carnitine La8x
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3.7 Multiple Carboxy
lase Deficiency
(MCD)

- biotin metabolism HaUna
vilsoulas! 1o 4 e ldud
propionyl-CoA carboxylase,
3-methylcrotonoyl-CoA
carboxylase, pyruvate
carboxylase waz acetyl-CoA
carboxylase fifl biotin
Wuansisaouly ldanansa
yhomldund

- Jomsn anuiaunfiven

holo-carboxylase

synthetase 15un71 early
onset multiple carboxylase
deficiency

Judnla SanuAnunfizes

biotinidase 158n71 late

onset multiple carboxylase
deficiency

- Fu weladr vhana

ludossh omdunsa
V19510 fRUTIT
NLAU YEONNS
I

- 526U C50H wae ratio
C50H/C8 lwidongys
ATUNG

- asyalaane urine
organic acid wu
[3-hydroxy-isovaleric
acid,
[-methylcrotonyl-
glycine wae
tyglylglycine

- numsiaeuulay
yisnssufinelse
Twdu HLCS

- fiw biotion TuUgaadge

3.8 Propionic
acidemia (PA)

- nsowaulzy propionyl CoA
carboxylase lagfl biotin

- omsuansadelsa

methylmalonic

- 526U C3 Wwae ratio
C3/C2, C3/C16 tndon

- PiAaUsINMns Aoz AlW
valine, methionine,

primary carnitine
deficiency

carnitine 1diwad 1ileld
lugowameladiu uaslovriu
mMsgeyde carnitine nv
Uaanaz) ldamisarem
léun#

wazyvo8finy Ae
aduw Fu Wilala
NéHoBaWSY Thena
lwidoad1 vieasy
mmsma’wﬁawqﬂ
FRadudunguoims
Reye

C18:14C18)/Cit shn
Und (Bonsasinidon
#1501898 (fevan
Tsadluvroanlaiuany
91ms ¥ 9 Afl Co T
Foash)

ugs wonlodl Tunas| acidemia FonNUnG isoleucine waz
dovaanensaazfilu valine, - asyadaae urine threonine tuomns
methionine, isoleucine organic acid wu fifu
waz threonine dunowfi propionic acid, - Andmfu biotin
Wonlwdil Wumsdovame methylcitrate, lus1efinouanes
911 methylmalonic acid propionylglycine, - fiy L-carnitine va%x
Tuw propionic acid [-hydroxy-propionate
wae tiglic acid
- WUMSWaLHUUAY
yiugnssufiriolsa
Twdw PCCA vGo PCCB
4. ngulsansaluiti (Fatty acid oxidation disorders)
4.1 Carnitine uptake |- iaa1nlusin carnitine - fomsuanuaedu |- sefu CO waz ratio - fiu L-carnitine waSu
defect (CUD) 3o | transporter (vhmiilowds | fuanusuussvodlsa | (CO+C2+C3+C16+

NSHINYIFNFASNISUANE NSNS ITENSISHEY
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4.1 Carnitine uptake - A5228uguW Plasma
defect (CUD) #59 carnitine s1n31UnG
primary carnitine kas urine carnitine
deficiency FonUnf
(si0) - wumsLauulay
yiugnssufirialsa
Tulu ocTNZ
4.2 Long-chain L-3- |- ldaansadevaaensaladu |- fenmsuainnans - szfu C160H, C16:1, |- WANBLINSEADINS
hydroxyacyl-CoA | luilundenuld Buausorglainif C180H, C18:10H wa:| lasianzdasldaue
dehydrogenase (B-oxidation) utivene 3 T ratio C160H/C16 Twidan |  v5afild
(LCHAD) uuufi 1 omslsasiala | gendhund - Awndodnlnadu (raw
deficiency (cardiomyopathy) - as2aUdaane urine corn starch) dauwou

WUUR 2 91MSHaINIs
2095 LN H1eNa
Twdoas duls

organic acid wu
dicarboxylic waz
hydroxycarboxylic acid

9199 78luU19s 1878
ihealudonsmnowuin
WAV NN

pasideanumduna: | (uienaun® ludaedt |- Awvhdw McT
némiilogedu onafl | Lifioims) (medium chain
ms\dedindounds |- numsideuudas triglyceride) va5%
lumsn wnsenfi ﬁuqﬂssmﬁﬁdsdu \ioiundony
donssiymsifnlsa | Bu HADHA
LCHAD deficiency
Anmazinsndon
SeiadaRss g
HELLP (hemolysis,
elevated liver enzymes,
and low platelets)

4.3 Medium-chain |- liamunsadevaasnsalasiu|- omsuansadefu |- stéu €8, C6, C10, |- WANIAYINMSOAINS

acyl-CoA
dehydrogenase
(MCAD) deficiency

TUilunaonuld (p-oxidation)
milvnsaladuamaaunats
ASUAH 6-10 DxAaN i
FoHAUNf

Tsadu 1 lundutloy
amensalyiiu ¥dean
9ADIMSHINNUIANA
lwdonsn 8n andy
Fed3a dladldsums
Snuniiuriod wuisw
Faudony 2 Tu ua:
dalmajnufiony

2 Fou 2l

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

- asadaanae urine
WU suberylglycine
kaz hexanoylglycine

- WumsasnuUay
yiugnssufirialsa
udu ACADM

lneamedngldaune
wsoilld

- lusrefifomslihena
Wowdlannzima
lugonsh

- iy L-carnitine 185«
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ASUDH 10 DLANYED
g1InIludengRaunf
fowlzsifiiertos 3 ila
A9 long chain-2-enoyl-CoA
hydratase, long-chain
hydroxyacyl-CoA
dehydrogenase (LCHAD)
waz p-ketoacyl-CoA
thiolase

C18:10H uag ratio

Fonhund
asIaUaae urine

dicarboxylic waz

acids
NUMsLUaBRLUAY

C160H/C16 lwidon

organic acid 9133z
Un# wBanu C6 fiv C14
3-hydroxy-dicarboxylic

wiusnssufinelsaluu
HADHA o HADHB

olsa aue 1Ms M15A5323HaY 155N
4.4 Mitochondrial - ldansadevaaensaluiiu |- adwiulsa LCHAD |- msiawmilen LCHAD |- waniduvniseananms
trifunctional protein | - Tuidhawdsandlé (B-oxidation) deficiency lavgszsiu | lawiamizdavliauie
(TFP) deficiency Mldnsalasiurmiaaive) C160H, C16:1, C180H,| wSoflld

- lusnefifonmstiansih
fifhaage uwiane
denaludons uas
Mazuenlufieluiion

G
- fiw L-carnitine 1854

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

llaansadovaaensaladu
Tuinaommlé (B-oxidation)
ildnsaladuamameen
NN ASUDH 16 92RONYE
g1Iniludengolaunf

- Fumsnaadelunsaua- | -
1d0A150 Reye
syndrome U959
fhmaludoas -
NAIOADIMNS UNNSY
fidoalunsa siuln
dosanlaiuaran
Tusiu msvhudgeesiu
Raun@ (elevated liver
enzyme) vhalala

- Tudnle wSorIney
imaluigonmndy
ane1ms dulp use
ndmiosniaundy
UGNy

lwdongeniunf
As19Uaa3e urine
organic acid wu

(saturated was

Ho1ms

- numswWaewulay
Hugnssufirielsa
Twdw ACADVL

seaU Cl4:1, C14:2, Cl4
was ratio C14:1/C16

dicarboxylic acids

unsaturated) Tuapisf

- WANLAYINI59ADIMS
lasianizgaliauis

wsoflld

- Miifapo s ARl
wasiina1stulawmsa

uo1ms waskasudy
Wl MCT

- SuUsemu L-carnitine

BEHY
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