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Carnitine Palmitoyltransferase-2 (CPT2) Deficiency : Time-dependent Changes of Acylcarnitine Profiles
in Dried Blood Spots and Serum after Birth
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Michinori Funato”, Yuki Hasegawa®, Seiji Yamaguchi® and Naomi Kondo”
"Department of Pediatrics, Graduate School of Medicine, Gifu University
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Gifu University
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We analyzed time-dependent changes of acylcarnitine profiles in dried blood spots and serum samples af-
ter birth in a CPT2-deficient patient. The boy was born at 37 weeks gestation via Caesarean section. Since his
sister had CPT?2 deficiency, he was carefully followed with intravenous glucose infusion from birth to day 6. Al-
though he had no clinical symptoms, he was also diagnosed as CPT deficiency based on the family history and
acylcarnitine analyses. In the acylcarnitine analyses using dried blood spots, peak levels of C16, C18, and
C18 : 1 acylcarnitines, which are the usual screening markers for CPT2 deficiency, were above their upper
cutoff values on day 3. However, their levels decreased and were under the cutoff values thereafter. The ratio
Cl6+C18 : 1/C2 was above the upper cutoff values until day 14, indicating that the ratio is a useful screening
marker for CPT?2 deficiency. In contrast, for acylcarnitine analyses using serum, although the peak levels of
C16, C18, and C18 : 1 acylcarnitines were also detected on day 3, their levels declined gradually but still were
above their upper cutoff values until day 14. These facts indicate that acylcarnitine analyses using serum de-
tected this abnormality more effectively than using dried blood spots. Therefore, screening for fatty acid oxi-
dation using dried blood spots on day 5 may result in a false-negative result since the values of C16, C18, and
C18 : 1 acylcarnitines were under their cutoff values in our CPT2 deficient patient. Screening earlier than on
day 5 may be considered to detect CPT2-deficient patients like this case.







