21

CPT2

CPT2

CPT2

(1)CPT2

CPT2

@
2019  AMED
-BIRTHDAY

(Recommended Uniform Screening Panel;
RUSP)



PDF
(http://nrichd.ncchd.go. jp/massscreening
/original/mainpage.html)

“)
(1)CPT2 2019
CPT2
2010
CPT2
(C16+C18:1)/C2 7 4
and C16
C14/C3
(C16+C18:1)/C2 99.9
C14/C3 99.9
2018
(2)CPT2
CPT2
2018 2
10 CPT2
2
(p-F383Y, p.E174K) 1997
15 2013
CPT2
(3)CPT2
MCAD
VLCAD CPT2

21



CPT2

1.

1)Tajima G, Hara K, Tsumura M, Kagawa R,
Okada S, Sakura N, Maruyama S, Noguchi
A, Awaya T, Ishige M, Ishige N, Musha
I, Ajihara S, Ohtake A, Naito E, Hamada
Y, Kono T, Asada T, Sasai H, Fukao T,
Fujiki R, Ohara O, Bo R, Yamada K,
Kobayashi H, Hasegawa Y, Yamaguchi S,
Takayanagi M, Hata 1, Shigematsu Y,
Kobayashi M: Newborn screening for
carnitine palmitoyltransferase 11
deficiency using  (C16+C18:1)/C2:
Evaluation of additional indices for
adequate sensitivity and lower
false-positivity. Mol Genet Metab 122
(3) 67-75, 2017.

2) lIkeda N, Maruyama S, Nakano K, Imakiire
R, Ninomiya Y, Seki S, Yanagimoto K,
Kakihana Y, Hara K, Tajima G, Okamoto
Y, Kawano Y: A surviving 24-month-old
patient with neonatal-onset carnitine
palmitoyltransferase 11 deficiency.
Mol Genet Metab Rep 11: 69-71, 2017.

3)

27 (1): 51-58, 2017.
4)

B12
27
(1): 63-67, 2017.
5) ) CPT2

6)

)

27 (3): 245-250, 2017. 2.
Tajima G, Hara K, Yuasa M: Carnitine
palmitoyltransferase 11 deficiency
with a focus on newborn screening. J Hum
Genet 64: 87-98, 2019.
Yuasa M, Hata I, Sugihara K, Isozaki Y,
Ohshima Y, Hara K, Tajima G, Shigematsu
Y: Evaluation of metabolic defects in
fatty acid oxidation using peripheral
blood mononuclear cells loaded with
deuterium-labeled fatty acids. Dis
Markers. 2019 Feb 7.
(https://doi.org/10.1155/2019/298474

7

8) I I I ’
2(CPT2)
) , 281 253-260,
2018.
9__
-2 )
, 123 (4) 711-722,
2019
10) , , , .
, 29 (1) 51-56,
2019
11)
148, @
2019, 279 2019
12) , , .
BH4

, 29 (3) 257-262, 2019

13)

29 (3) 298-300, 2019

n_

120



, Investigation of the beta-oxidation
process in MCAD-deficient patients with

, , 2017 4 14 normal enzyme activity. Society for the
2)Tajima G: Newborn screening in Japan Study of Inborn Errors of Metabolism
with a special focus on fatty acid (SSIEM) Annual Symposium 2018, Athens,
oxidation disorders. 12th Asia-Pacific 2018.9.4-7
Conference on Human Genetics (APCHG 9) , , , ,
2017), Pre-Congress Workshop of , , , ,
Newborn Screening, Bangkok, Nov 8, CPT2
2017.
3) o . 63 , ,
2018 10 11-13
10) , , ) s
(CPT2) , , , ,
2018 (C16+C18:1)/C2&C14/C3
24 SIDS CPT2
2018 . 60 ,
2 24 , 2018 11 810 .
4) , , , , 11) , , ,
CPT2 CPT2
. . 60 ,
45 , , 2018 11 810
, 2018 8 17-18 . 12) , , ;
5) , , , , , ,
, , CPT2
; 60
CPT2 , , 2018 11 810 .
. 45 13) , ) s
, , 2018 8 s , s .
17-18 ., s
6)Tajima G, Hara K, Tsumura M, Kagawa R,
Okada S, Yuasa M, Hata I, Shigematsu Y, CPT2
Yamaguchi S. Newborn screening for ; 60
carnitine palmitoyltransferase 11 , , 2018 11 8-10
deficiency 1in Japan using (Cl16 + 14)
C18:1)/C2 and C14/C3. Society for the . 122
Study of Inborn Errors of Metabolism
(SSIEM) Annual Symposium 2018, Athens, 1 NEReIEL 2H 2T T~HH
2018.9.4-7
7)Hara K, Tajima G, Kagawa R, Okada S. 15)
Newborn screening for VLCAD deficiency:
risk assessment of positive subjects by . 10
genetic and enzymatic study. Society , , 2019
for the Study of Inborn Errors of 7 6
Metabolism (SSIEM) Annual Symposium 16) Tajima G, Hara K, Tsumura M, Kagawa
2018, Athens, 2018.9.4-7 R, Utsunomiya A, Okada S, Yuasa M, Hata
8) Yuasa M, Hata I, Sugihara K, Isozaki Y, 1, Shigematsu Y, Yamaguchi S: Neonatal
Shigematsu Y, Ohshima Y, Tsumura M, screening for carnitine

Kagawa R, Okada S, Hara K, Tajima G. palmitoyltransferase 1l deficiency in




Japan using (C16 + C18:1)/C2 and C14/C3.
International Society for Neonatal
Screening (ISNS) 10th International
Symposium / 11th Asia Pacific Regional
Meeting, Hangzhou, China, Sep 19-22,
2019.

17) TajimaG, Maeda Y, Fukao T: Clinical,
biochemical and genetic pictures of
propionic acidemia patients detected
by neonatal screening in Japan.
International Society for Neonatal
Screening (ISNS) 10th International
Symposium / 11th Asia Pacific Regional
Meeting, Hangzhou, China, Sep 19-22,
2019.

18) HaraK, Okada S, Aisaki J, Tajima G:
Screening of MCAD deficiency in Japan:
18-years’ experience of enzymatic and
genetic evaluation. International
Society for Neonatal Screening (ISNS)
10th International Symposium / 11th
Asia Pacific Regional Meeting,
Hangzhou, China, Sep 19-22, 2019.

19) Shigematsu Y, Yuasa M, Sugisaka K,
Hata I, Tajima G: A simple diagnostic
test for carnitine palmitoyltrans-
ferase 1 deficiency using tandem mass
spectrometer. International Society
for Neonatal Screening (ISNS) 10th
International Symposium / 11th Asia
Pacific Regional Meeting, Hangzhou,
China, Sep 19-22, 2019.

20)
14
2019.10.11
21)
. 68
, , 2019.12.14
22)
.8
, , 2020.2.13



