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CPT2 gene mutation analysis and prenatal diagnosis in a family with carnitine
palmitoyltransferase Il deficiency

TAN Jian-Qiang, CHEN Da-Yu, LI Wu-Gao, LI Zhe-Tao, HUANG Ji-Wei, YAN Ti-Zhen, CAI Ren. Department of Medical
Genetics, Liuzhou Maternal and Child Health Hospital, Liuzhou, Guangxi 545001, China (Cai R, Email: lzcairen@126.
com)

Abstract: This study aimed to identify the type of carnitine palmitoyltransferase 2 (CPT2) gene mutation in the
child with carnitine palmitoyltransferase II (CPT II) deficiency and her parents and to provide the genetic counseling and
prenatal diagnosis for the family members. As the proband, a 3-month-old female baby was admitted to the hospital due
to fever which had lasted for 8 hours. Tandem mass spectrometric analysis for blood showed an elevated plasma level of
acylcarnitine, which suggested CPT II deficiency. The genomic DNA was extracted from peripheral blood of the patient
and her parents. Five exon coding regions and some intron regions at the exon/intron boundaries of the CPT2 gene were
analyzed by PCR and Sanger sequencing. Amniotic fluid was taken from the mother during the second trimester, and
DNA was extracted to analyze the type of CPT2 gene mutation. Sanger sequencing results showed that two mutations
were identified in the CPT2 gene of the proband: ¢.886C>T (p.R296X) and c¢.1148T>A (p.F383Y), which were inherited
from the parents; the second child of the mother inherited the mutation of ¢.886C>T (p.R296X) and showed normal
acylcarnitine spectrum and normal development after birth. It is concluded that the analysis of CPT2 gene mutations in
the family suggested that the proband died of CPT II deficiency and that the identification of the mutations was helpful in
prenatal diagnosis in the second pregnancy. [Chin J Contemp Pediatr, 2016, 18(12): 1282-1285]
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54 umol/L) o ZHBILABE)G 3 h RIERICHIET .
XA BE 5 B AF B AR SEAT T I e I PR 3% )
Mr, mEEMEE CPT TTHLZAE, JH4RHEL DNA #1715
PRURSEI I LSS UE o F T 2R L I o J Vil
IFRINAET, KRAe B BURS AT IRA PR 3. 3
AEJE B LRE PRI AR, 2RI T2 .
1.2 MEEE AL S

SRAAH M T & HR M IELR (S&S903#) I,
IR AR TR, S Bk P b i e PR A
ARSI 7 v, IR e S o A 4 i B st 5 s B
DN ity o SR TR T B 32 PR B ) T
1.3 CPT2 EERZT S R =BIZH

AR 018 [ SR, SR AR L B AT RSN

kil 2 mL, EDTA $iiEEAbBE, # A0 — &k
ML 4] DNA, BJLEE SRR 16 J4, ™
KA LR B IER, B SIS FHEGEK 20 mL,
B R AN, HEEUDNAL B XF CPT2 3 K )
S5AHNE T, F ] Primer Premier 5.0 #3151 47,
P4 43R AN 7 DA 5 A a8 B A
X 3., PCR JZ W & & & 25 uL., 4% TaKaRa LA
Taq premix 12.5 uL, . FUF5I¥IR S 0.75 uL.
(10 pmol/pL.) , 3 [ 41 DNA100 ng, Jil 2% &
JK 2 25 uL, PCR RV 45 F: 95 °C T A2 PE 3 min;
94°CAEPE 305, 60°CiEk 30s, 72°CHEf}1 405, 38
AEER; 72°CHEH 8 min, PCR P2 1.5% B
WEEER LUK SERE . PCR 3G 7= W 26 9L 92 4= ) A
W, 555 NEIEHZH CPT2 FEF 5 T Lk

2 #R

2.1 MEERARILSTER

AL 6 ol il < 4% 15k 5E A BsOK T-  TEE (3R
1), HruiAEAEmEA A (C16) 4 24.2 pmol/L ( 1E
WBHH 0.5~6.0 pmol/L ) , WLEIEL, W REIREE
CPT Il H=4E .
22 BILEXECPT2EAEMFER

L CPT2 3 K A0 7 4 i X0 235 R 4w
EL IR 248 ¢.886C>T (p.R296X ) Fll ¢.1148T>A
(p.F383Y ) 4, A3k HACKERUr, LA 1.
2.3 FEIRREM/ENZHER

SEUEF RERATR 16 A, F- kA G LR E
IEH, F B ST FHECGEK 20 mL, B0 HE
KA, $EHCDNA #E17 CPT2 B 3, $eR ik
JLA ¢.886C>T (p.R296X ) Ze7As#Eii %, WKl 1.

5 )Lt A e I 3 PR B3 7 A A DL A
(£2), HAl1ZMUiE4 6 A, KKz
R HHEREF RS L#EKT

F1 BILNBEARESNER
RllE o YRR IEH TER IEH ERR AGIZS

( umol/L )

HHEE R B C12 0.03 0.60 1.30
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