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Amino Acid Disorders Fatty Acid Oxidation Disorders Organic Acid Disorders

Primary Carnitine Deficiency / Carnitine

Probionic Aci .
Transporter Defect eysiteite ABE e

Argininosuccinic Aciduria

Citrullinemia Type 1 Medium Chain Acyl-CoA Dehydrogenase Deficiency Methylmalonic Acidemia: methylmalonyl-CoA mutase

. . Very Long Chain Acyl-CoA Dehydrogenase
Maple Syrup Urine Disease Y o WSy el

Methylmalonic Acidemia: Cobalamin Disorders

Deficiency
Homocystinuria Long _Cham 3-Hydroxyacyl-CoA Dehydrogenase Isovaleric Acidemia

Deficiency
Phenylketonuria Classic Trifunctional Protein Deficiency 3-Methylcrotonyl-CoA Carboxylase Deficiency
Tyrosinemia Type 1 3-Hydroxy-3-Methylglutaric Aciduria

Holocarboxylase Synthase Deficiency

B-Ketothiolase Deficiency

Glutaric Acidemia Type 1

2 Energy deficiency disorders
3 Failure to thrive
11 of APage

HD-GO-00-MN-FO-002-00



HD- IMD-00-MN-WI-010 :uius o ybouis _ , .
JAS 9 oSl aoli ol o Jodlygiiws ®

&l S gelio sl s ylows

00 :6,5%;5L o lot B G

ails pansis BB sl (Sew olosdign laby, b aS S, Sl slaglen 49l OYNMSEY Joo
s S L 5 s il slacs w0 3L

\o

Amino Acid Disorders Fatty Acid Oxidation Disorders Organic Acid Disorders
Argininemia Short Chain Acyl-CoA Dehydrogenase Deficiency Methylmalonic acidemia, cbIC form
Citrullinemia Type 2 Mefi{um/Short Chain Acyl-CoA Dehydrogenase Methylmalonic acidemia, cbID form

Deficiency
Hypermethioninemia Gluratic Acidemia Type 2 Malonic Acidemia
Benign Hyperphenylalaninemia Medium Chain ketoacyl-CoA Thiolase Deficiency Isobutyrylglycinuria
Biopterin Biosynthesis Defect (2 . - A
conditions) 2,4-Dienoyl-CoA Reductase Deficiency 2-Methylbutyrylglycinuria
Blopt-e‘nn fieeelea e el 2 Carnitine Palmitoyltransferase 1 Deficiency 3-Methylglutaconic Aciduria
conditions)
Non-Ketotic Hyperglycinemia Carnitine Palmitoyltransferase 2 Deficiency 2-Methyl-3-hydroxybutyric Aciduria
Orn‘|t‘h|ne fleiscaban Vs Carnitine Acylcarnitine Translocase Deficiency Ethylmalonic Encephalopathy
Deficiency
Carbamoyl Phosphate Synthetase
1 Deficiency

HHH Syndrome

Tyrosinemia Types 2,3 (2
conditions)

Glycine N-methyltransferase
(GNMR) deficiency
Adenosylhomocysteine hydrolase
deficiency
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Ca, ph, Alk.ph, Mg, Zinc, CBC diff,
Ferritin, Selenium, Albumin, Free
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Folic acid, B12, 25.0H. vit.D,
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Cystatin-C, Urine electrolytes and
protein

S Eg s o pled jo )b SG o F ye
Sobe £

LS‘ 0,99 &.)LMJLQ)T 'al:ul

el phaow JolS anlee -
4o ! )T Al 3ae jlad canlesyo

S Oee

Sl g0 S S (Kol £ oy
S ¥

S el &jg0 5o (S Y5l ey
22 b olasl g see (aass G598 Lawys
OB 89S padlio

Slacl s jhe (aads 358 Copg
ooy

5 om0 w2 ASQ )8 JoS5 -
s Shn a4 sl o

AN AP AT AY N A2 O o
FAFY P YTV YE Y

OB wliadly; oy

caslog Sygo 5 ol 5law g Sale £o OF
5 oells 4 (guliidls; ojsliwe il - £33
JoNe
S 50,855T g B lgs plwil - 2 015l g (s # et gl OB3s5 b8 (mass 358 Cung
b Se Jl
i G50 Al - b Jlo o (Sl 7 o e paatie Co g
Oluis g plas B8 anlee - LSeoke? e Sls Su g
oolitul b o plgsial (ST oy - S ¥ Olszeinl (515 (o 2

O 065 o%g o, lailiul

P du Y e os Jbi &g o
Sedbe e o Jloy e &jge
29,185k

b Sleys ,kas b sle,o S oMbl plonl

poy o>

aass §e8 Shj Wa>MNe Do 4o
a5 358 b Q5055 el gilie 5 00
OB0sS Slasl g 53

Sloyo jbas (Gl I8

1% of ¢+ Page

HD-GO-00-MN-FO-002-00




HD- IMD-00-MN-WI-010 :uius o ybouis _ , i
J eSS 9 (g iy a0l cadlpo Joddl g

®
&l S gelio sl s ylows ,
00 :5,%53b o lo

m'.u‘.r _.ugl.us

W5 pazie § G505 pudglio g 908 (aa 358 Cang (NS oyl 2 L g (Pl colen ishe Lo 5o )
gl plsil b Joare 0> 5l 5og5

3 el 039 Jloyi 3l 5VL (pansets 9o Slinlejl ;0 a8 0 )ls (6 puSojlail 4 5Ls (590 )3 e Geiiwgon maw Y
b ol 1y Lol s reoiluil Slads i pus sl Siglle Jto el (1392 5lsly 5 akal glansl whaws (092 Jloy 50
ols als s # JIF a o

20,5 plonil (55lme gl 3 )b 5l Wil o 4385 masite slacy s | (B Gler ol ael 5 2 5l (RS slx g Y
Wlgi BBl jlem oy )3 (53lme LS 35k 5l Sgpm 4 4105 (aadite 45 055 (o0 drogi el D90 5
a2 ey wge 4 1) Lo (glagdis Y Iges

S s god 4 Mo Lo (08 @

oy B S QIS Sundy (o) 2 g 039 9 98 G pSejll )

(Solem Db g jle Ll Golal o o e 9 JU5 nimgon gl 6 S oIl LY

Ao B12 crelig g Vg8 6 puSoslail Y

AL 25(0H) Vit D <59, ¢ 8 dbowodl aial sloan! ¢ e d] (6 uSoslail . F

e wdle olml ©y50 50 pl S llandly 2SIl 5 e MR JolSs cunig 5 Sujglsysd anlee 0
(390 0 Aoyl o

Al i asle F

5955 g o Jlo b e Plax 1Q oy Y

(Sloz5 5 esr%) Jlo B LY ,0 DEXA () & ploseal asls (o) A

o 9 505 ohes o ok Solead bl i Besem (8 slag b Sl oS (o) A

Slez olyes yo sl

V&P oo 4 M gl gy @
gl el glosgl Blgy 55 sladshe Soyled PT O PTT s clajlisl uily g pSoslil )
Jal Jlo 5 51500 (Ogimsl S 5u0) SA 5 sl Seidglgial-d grlas i jos i (251,505l NTBC

DS ole T8 e g 0le o (S5

LS ol ans o 859 pn BT S Vslogilia poten IS olml Jlail (6 S s
olo # 50 0.5 SIS gigus

oS SULMRI L (Sl 5

Al S 3e)gelll asles

& 6 1t

1% of ®VPage
HD-GO-00-MN-FO-002-00




HD- IMD-00-MN-WI-010 :uius o ybouis _ , .
JAS 9 oSl aoli ol o Jodlygiiws ®

&l S gelio sl s ylows

00 :6,5%;5L o lot B G

1595 (o050 395 4 Mo )l jlow (s puSy @

245 395 00 Sl (lsmST (60 Dlag ey Jeid ouS9,000-F) AOHPD 57 ¢5ks 50 5u3b S 41,58 o
0386 Lo ool Yaeme Canl P ol Mo cn St 5 (S 38k 0o n e 5 Sl Sals g5 oy ololje
5 AOHPP (o)1l a5 5 ausyioo ) )0 JgwgySe Yorv 5l i & (joped (oo w5 it il odle

Sy (o0 dg0p 09% 4 09wl T8 8L (llen 25T b oo (al3E T laca) st
@32 ol (ygawlapnsS | YIS T a4 s ¢ylhlow s 5y ©
9 iz Al (o G109 pgad) L,>_<‘..,...l>’|)b (sl Ojee 4 Sl 5o FAO oys G M ke

(oo b sl Cundg sezg g ol Dud (LS g53 bawgs sl (aseine Sle b sleerdon sla s, 5 (S58ls b9 2SI

b

D9 (3l g o) (213 023, 9 (S5 —Slsy Sl (b Cumdg 59 8 ol Cung 0 0 @

25 S Jlo o SHle s Glhgs 5o 5L G oo v 2 MCAD o508 a0 M ol jlosy 2108 0235 oy @
Db 355 (oo 518 0oliiul 890 ol (5 5le plGn ;0 a5 (SIS w3 Wigh( oo drogi (JLS )5 5 (355 Ol
Oyd y9y0 5395 e w3y Wb Cojg e )0 09 (Slayig, 4 08 Sleegas nle g G ibjg elel 2
05005 b hle 5o S Eud annlie 5L (B3 5oy an b 0 1, SoS alie ml, Wb cpalls cnlple
Ngd Copgole ¥y Lo (S)lem il g0 jo ol %VLCAD

MCAD 55008 a3 Moo ) )loc 6525 9 o oo Jgo

(SS9 ol ogld Jok=!

g 525 o5l <3 1235 s9re (JolSS ) Jbo 3 Camg ez Jbo - SgueS
sllill oo J5 MCAD
s Lulpd jo 2lie w3 9 Jbo yo Cupg Se—Jlo 1-1A

05 Oleyior 9 23w, cd | e 99 58 Cafng S JLSS 5l i

1% of ®YPage
HD-GO-00-MN-FO-002-00




HD- IMD-00-MN-WI-010 :udww o loi

JreS 9 6 Sy 4ol bl po oty giiws

&l S gelio sl s ylows
00 :5,%53b o lo

Canlige _'lu'eLM

Lol ooy aogi MCAD 5405 4 Mis oyl yless yo o1 s I8 v S ojlul

Db e S5t

g plal b Sy (Jlo ($1,550,555T 5 oS SIS gism

Ls).fo)‘.h‘ ‘A..l.v o).ou) g_))> LSLDM‘ uw‘M‘ UYBLD‘ gi.u)}u.)La 6‘;» @Luo.ms..u GLQ;)LA )l é:
asl ( 20uM) b oogae lade JBlas o R hw &5 Sigo 30 sl prw o] Szl
ol il 0,056 5 i )5 slo L] adg L saims Lis

bl 50 Sl Sae 4 il o (2B (Lo yd g0 0 Al g aua-Y ol 0y i IS sla ] s
Lol <ov) &,ls G seges Jlo a5 Shlen Sae 5l S0 Heiile all 0aiiS SIS leys st il
oW Jg el Ko alnS g 00T aily 00y s IS sl el 6 puSojlal lawgs (ais MCT 4l
L Shlam 9929 nl bogd asdls a5 ks oogazms plp Y L iSTas o )b o) mhaw a5 il ol 5
el Jloy CPK zlaws wijls cols ol slaailis a5 aijls 0925 (i )5 slo ol ol 5V ol
s aeiin o] Do SYsb (6 puSe3lail sl ol s

)5.|¢ o9 S LCHAD/TFP b?.o.f L: u‘)l.o..u ms o LS‘)" ‘}}LAAA} ;)La s_i.: CPK Ls)jo)l.AJ‘
09l oo Lg).:fo)’b.’:‘ p.la.».a

5 sl Sl 35525, 550wl S50, 5551 5w B Ssism 1 odle olam cal 52
D9 oo ploul €VOKEd potentials (s ,.5o;lul g Bl gu0g Sl & jots sl (55950 ¢ Sbois ) slaailis

asls o5 20uM 5 i o o g 958 S o3]S s Wb Cojig o 50 )5 adsl 95aS b o)l lews 5o
a2 4 ohlew I LT aS cus asie g b o Gal38l (i Gl b Gllew cpl jo el ol e o4l
ol 0l (53 15 Jeaz 10 oo (nl (6K lp baog w0 Dlgz i IS ey

Oyl adsl 0508 b hle (SeelSTHL g b slo s Sy J9ox

Evaluation at time of diagnosis Indication Screening and surveillance
Echocardiogram and Screen for cardiomyopathy At ime of diagnosis, then annually during childhood; less fraquent in adufthood;
electrocardiogram and arrhythmias referral to cardiology i cardiomyopathy or arrhythmia are noted.

Creatine kinase (CK)

Assess muscle involvement

At time of diagnosis, then consider measurement during acute illness

Liver transaminases

Assess liver function

At time of diagnosis, then consider measurement during acute ilness

Pre-prandial blood sugar

Assess hypoglycemia

At time of diagnosis, then as needed

Plasma carnitine level

Assess carnitine deficiency and
monitor treatment

Obtained and monitored frequently until levels reach within normal range.
Then obtain twice a year in childhood; annually in adulthood.

Initiate referrals to genetic
or metabolic specialist

Confirmation of diagnosis,
molecular genetic testing, genetic
counseling, treatment

At time of diagnosis, then twice a year in childhood, annually in adulthood,
frequently during pregnancy
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