17

Achieving Team Care Delivery for Patients with Inborn

Errors of Metabolism
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(FALUAIANNLDNATITDDIN 2)

Blood Urine

Glucose Urine ketone
BUN, electrolyte (calculate anion gap) Urine organic analysis (10-20 ml) (storage at
-20 °C)

Calcium and magnesium

Blood gas

Arterial lactate

Ketone

Ammonia

CBC: hemoglobin, white blood count, platelets

Liver function tests, albumin, prothrombin

and partial thromboplastin time

Plasma amino acid analysis (heparinized- tube
3-5 ml) (storage at -20°C)

Acylcarnitine analysis (N5£A1ENTBY)

(Optional) Molecular analysis after informed

consent (EDTA-tube 3-5 ml)
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M13199 2 emndy NrdTidadeuenlsaiulsaRugnssumunuadn

(PAWUAIINLBNANTDN9DIN 4)

Sepsis Hypoxic ischemic Hyponatremia/ Hypernatremia | Hypoplastic left heart
encephalopathy syndrome
Meningitis Intracranial hemorrhage | Hypercalcemia/ hypocal- Cardiomyopathy
cemia

Consider septic work up
including lumbar puncture

for CSF analysis and

culture

Stroke (arterial, sino-venous

thrombosis)

Consider radiologic

investigation

Congenital adrenal hyperplasia

Consider metabolic screening,
hormonal and renal investigation,

toxicology test

Consider electrocardiogram

and echocardiogram

(AALUaNLONETO19899 5)
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deficiency

Urea cycle defect

- X-linked ornithine

- Citrullinemia

Organic aciduria

- Isovaleric aciduria

aciduria (MMA)

Aminoacidopathy

- Maple syrup urine

transcarbamylase (IVA) disease (MSUD)
deficiency (OTC) - Propionic aciduria | - Phenylketonuria
- Carbamoylphosphate | (PA) (PKU)

synthetase | (CPS I) - Methylmalonic

Fatty acid oxidation
defect

- Medium-chain acyl
CoA dehydrogenase
(MCAD) deficiency

- Long-chain 3-hydroxy
acyl CoA dehydrogenase
(LCAD) deficiency

- Very long-chain acyl
CoA dehydrogenase
(VLCAD) deficiency
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AN - Hyperammonemia - Metabolic acidosis | - No or mild - Hypoketotic

M39ANN | - No acidosis with wide anion gap | hyperammonemia | hypoglycemia

ﬁaﬂﬂﬁﬁa - 9193 low blood urea | - Ketosis/ketonuria | - No or mild acidosis | *LCAD 8133

n154809#U | nitrogen (BUN) - 9194 *PKU SINULEAY cardiomyopathy,

hyperammonemia 2115 3BN9N rhabdomyolysis
- 9138 cytopenia | 1uduly

ANSdq - Plasma ammonia - Urine organic - Plasma amino - Plasma acylcarnitines

@]sgmﬁa - Plasma amino acids acids acids

3%998lsA | - Urine orotic acid

AN5SNW - Intravenous 10% - Intravenous 10% | - Intravenous 10% - Intravenous 10%

Tuaag dextrose/lipid dextrose/lipid dextrose/lipid dextrose

"jﬂqm - Sodium benzoate/ - Cofactors - Cofactors - Uiy hypoglycemia
sodium phenylbutyrate | - Carglumic acid - Hemodialysis - ‘Viaﬂlﬁlﬂﬂ intravenous
- Arginine - L-carnitine lipid®
- Hemodialysis - Hemodialysis
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1. M35nwUsEAUUIEADS (supportive care)

- Mslvansuiewnlunizuadn Inednlilszunasesay 150" Tungu organic acidemia
AUheniliannisvintieg1aguise uilungy urea cycle defect %138 maple syrup urine disease §Uae
finflannisaueauinsinme 3enassednseTansiiansuinunninull eltuegiunisusediunnizanni

lngunndiminissnwee
- mshigendlausghaiisanelunsdingulelinnyvineandiau

- miudlvnnzidendunin (HCO, <15 mEg/L) sheansazaeluifenluaiveiunnismvaon
deonm® Usinaiiliduegiuanusuuswesnnzidendunse lnevmlagliluviinauiiiismenasudily
Ipassmilsvasuanivindsliannisiwn lnglunzideniunsauin Ingenizngy organic acidemia

o1adasliansazarsludeuluarsusunidudiuiuuin
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- Mshigdugatin WesnnsindelunssuadeanusiulaveslugUielsaiugnssuuunueiy

PRy ! a ) ) a v & ° . ' X Y] &
de1nsednadsunau (vasanilansanidislagiin septic work-up haglinu@endannnsinizide

ausavigan1slvigniugadnle)

2. N13AANTTNNUTBINTFUIUNTILNUBATUTIQNTUNIULNOAANTALANVBIATAIAY (stop

toxic substrate intakes, decrease catabolism and promote anabolism)
- mMsugan1sliemnsnilusAu ueliasiiu 48 Fluy’

- Mslansazatginianaasniena laglsuaInaIsazatenusznauniy 10% dextrose
ieoalinnIlning central line lnaAnuwaaeilildog 9ty 1.5 WiUes estimated energy
expenditure (EER) waenIndni13e hyperglycemia 813M913auidugdunmasadendunun1san

ansazanguinanIviasnaanmi

- WnanwageInshilinAungy fatty acid oxidation defect AI5Wa151IH intravenous

intralipid 2-3 n¥u/nn./3u"™®

3. P13y (eliminate toxic substrates)

11,12

- M5 carnitine YA 100-200 1n./nn./3u'™" 1wy ngu organic acidemia kagNEUAINEA

Undvaslulamaunde 1Wudu

- M5 sodium benzoate tieanszaunenluiilelunengUlslszdunenluigaluiion
10131 150 pmol/L Tumsn wazannndn 100 umol/L Tudinle) wu fhenguindinanuiinunfves urea

cycle wazngy organic acidemia u1AvaI bl dnduaisazarefiliniavasndond 95U
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250 un./nn. 10U loading dose nau Inglag1adn 4 Tu 90 u¥l wazsemeuun 250 un./nn./Tu el
maviaealion19g13t1 q Tu 24 $alus dwsunisienlugduuuiy awnsaly sodium benzoate
Tnei3ua7n 250 un./an. WU loading dose My LAIMNMIEUUIR 250 Un./AN./TU

- M3¥ hemodialysis #38 continuous venovenous hemodialysis (CYWHD) Tugthendaanie
pantey nieYieminuenluilelugiienquiiinnuraunfives urea cycle Faunedszaunedlinien
g9 (11nA31 500 pmol/L)’

4. Msnsgumsinuveaeulsiduniest (cofactor supplement)
- Mshminfiunse cofactors Tunsshwlsanugnssuunuednuiavlindawandly as199 4
wanefirgaveindiuvse cofactors Nanunsaununldlunissnwingulsaiiugnssumunuednuviinle

M13799 4 IAUnT cofactor NAINWLIARUFNITUULNUDEN (AALUAIINONANTONUBW 8, 9, 12-14)

Cofactor YU ANURAUNANIDLSA

Thiamine (vitamin B1) 50-200 1./ Maple syrup urine disease

Cobalamin (vitamin B12) Methylmalonic aciduria

Coenzyme Q 5-30 1n./nn./3U Respiratory chain disorders

dmsunsinuilutuneusiellduedfulsavseanuinuninnulugte nsguasnuwilussezens
uludosedefindilermgainanaiu leun nunsumdiideirgiuneiugaans aulnguinis i
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X-linked (19 X-linked ornithine transcarbamylase deficiency) ﬁﬂﬁﬁiamaﬁqmﬂuﬁmwﬂaﬁﬁm
snsnmesiiheandulsnie Fduwmdivinmaguatnuienslinnuiiuiugmansuiaseunsiuenmile
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