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CARNI TI NE
CARNI TI NE, TOTAL
CARNI TI NE, FREE
CARNI TI NE, ESTERS
ESTERI FI EDY FREE RATI O

I n Range Qut O Range Reference Range
60 30-70 umol /L
47 23-59 unol / L
13 4-15 unol / L
0.28 0.12-0.39 unmol /L

This serumcarnitine profile is normal. Cinical correlation
i s recomended.

Interpretation reviewed by: Denise Salazar, Ph.D., FACMG -

| F THE ORDERI NG TREATI NG PHYSI CI AN HAS ANY QUESTI ONS
REGARDI NG THESE RESULTS, PLEASE CONTACT THE QUEST

DI AGNOSTI CS Bl OCHEM CAL GENETI CS LABORATORY AT

1- 800- 642- 4657 ext 4817 or ext 4423 AND ASK TO SPEAK W TH
THE LABORATORY DI RECTOR ON CALL. FOR GENERAL QUESTI ONS ABOUT
QUEST DI AGNOSTI CS GENETI C TESTI NG PLEASE CALL THE GENE | NFO
LI NE AT 1-866- GENE- | NFO. -

Carnitine, an anmino acid synthesized in aninmal tissues from
| ysi ne and met hi oni ne by an iron-ascorbate dependent

pat hway, functions as a carrier of fatty acids across cel
nmenbranes. Serum carnitine analysis is useful in the

di agnosi s and nonitoring of patients with carnitine
deficiency (either primary or secondary). Primary systemnc
carnitine deficiency (CDSP), al so known as carnitine uptake
defect (CUD) is an autosonal recessive disorder that affects
carnitine uptake by cells and tissues through a defect in
the plasma nenbrane carnitine transporter (OCTN2, encoded by
the SLC22A5 gene | ocated on chronosone 5q31.1). The

i nci dence of CDSP is approximately 1 in 50,000. The clinica
presentati on and age of onset of CDSP can vary, but typica
findi ngs include hypoketotic hypogl ycem a, hepatonegaly,

car di omyopat hy, skeleta

di agnosed early,

nmyopat hy, and weakness. |f
treatment with carnitine can reverse many

of the clinical synptons. Secondary carnitine deficiency
occurs in sone disease states, in patients on carnitine-poor
diets, or secondary to nedications including val proic acid.
It is also found in a nunber of netabolic disorders
affecting fatty acid and organic acid netabolism |In these
di sorders, carnitine conplexes with the accumnul at ed
substrate of the blocked nmetabolic step, and the resulting
acylcarnitines are excreted in the urine, leading to a
depletion of carnitine in the patient. Elevated free

carnitine can occur

in CPT-1 deficiency or secondary to

dietary carnitine supplementation, while increased
esterified carnitine may indicate an underlying nmetabolic

defect. This test

i ntended to diagnose these

di sorders. Al results should be interpreted in the context

of clinical findings,

dat a.

rel evant history, and other |aboratory

This test was devel oped and its anal ytical performance
characteristics have been deternm ned by Quest Di agnostics
Ni chol s Institute San Juan Capistrano. It has not been
cl eared or approved by FDA. This assay has been vali dated
pursuant to the CLIA regulations and is used for clinica

pur poses.
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