Congenital Lactic Acidosis: CLA

TCA MRC

JaSMIn

MO Bank (Mitochondrial disease research Organization data Bank /

)
Organization data Bank /
)
B
ATAD3
Congenital Lactic Acidosis: CLA ADAT3
C1QBP(p32)
TCA
MRC MRC
1) Blue Native
JaSMIn Western Blot in gel enzyme stain
MO Bank in vitro

(Mitochondrial disease research 2)



3)
DNA 135

4)

482
482-X1

16

2011 2

ATAD3

ADAT3
mEDNA

C1QBP(p32)

Congenital Lactic Acidosis: CLA

TCA
MRC

2 MRC
D
461 482 MRCD
Leigh
104

68

2)
210
59
28 7 MRCD

3)
142
25

BOLA3, ACAD9, EFTu
6
MRPS23 QRSL1 PNPLA4 SLC25A26
C0Q4 GTPBP3
4)
5- 5-ALA
ATP
v Leigh

5)

JaSMIn

MO Bank (Mitochondrial disease research

Organization data Bank /



2. Nishioka M, Inaba Y, Motobayashi M,
Hara Y, Numata R, Amano Y, Shingu K,
Yamamoto Y, Murayama K, Ohtake A,
Nakazawa Y.  An infant case of diffuse
cerebrospinal lesions and
cardiomyopathy caused by a BOLA3
mutation. Brain Dev. 2018
Jun;40(6):484-488.

3. Ng YS, Lax NZ, Maddison P, Alston CL,
Blakely EL, Hepplewhite PD, Riordan G,

C1QBP(p32) Meldau S, Chinnery PF, Pierre G,

ADAT3 mtDNA

Chronopoulou E, Du A, Hughes I, Morris
AA, Kamakari S, Chrousos G, Rodenburg
RJ, Saris CGJ, Feeney C, Hardy SA,
Sakakibara T, Sudo A, Okazaki Y,

Congenital Lactic Acidosis: CLA

Murayama K, Mundy H, Hanna MG,
Ohtake A, Schaefer AM, Champion MP,
Turnbull DM, Taylor RW, Pitceathly RDS,
McFarland R, Gorman GS.M  T-ND5
Mutation Exhibits Highly Variable

Miyauchi A, Osaka H, Nagashima M,
Kuwajima M, Monden Y, Kohda M,

Kishita Y, Okazaki Y, Murayama K, Neurological Manifestations at Low

Mutant Load. EBioMedicine. 2018
Apr;30:86-93.
4. Asano K, Suzuki T, Saito A, Wei FY,

Ohtake A, Yamagata T. Leigh syndrome
with spinal cord involvement due to a
hemizygous NDUFA1 mutation. Brain
Dev. 2018 Jun;40(6):498-502.0Kopajtich
R, Murayama K, Janecke AR, Haack TB,
Breuer M, Knisely AS, Harting I, Ohashi
T, Okazaki Y, Watanabe D, Tokuzawa Y,
Kotzaeridou U, Kolker S, Sauer S, Carl M,
Straub S, Entenmann A, Gizewski E,
Feichtinger RG, Mayr JA, Lackner K,
Strom TM, Meitinger T, Miller T, Ohtake
A, Hoffmann GF, Prokisch H, Staufner C:
Biallelic IARS Mutations Cause Growth

Ikeuchi Y, Numata T, Tanaka R, Yamane
Y, Yamamoto T, Goto T, Kishita Y,
Murayama K, Ohtake A, Okazaki Y,
Tomizawa K, Sakaguchi Y, Suzuki T.
Metabolic and chemical regulation of
tRNA modification associated with
taurine deficiency and human disease.
Nucleic  Acids Res. 2018 Feb
28;46(4):1565-1583.
5. Sato R, Arai-Ichinoi N, Kikuchi A,
Retardation with Prenatal Onset, Matsuhashi T, Numata-Uematsu Y,
Uematsu M, Fujii Y, Murayama K,
Ohtake A, Abe T, Kure S. Novel biallelic

Intellectual Disability, Muscular
Hypotonia, and Infantile Hepatopathy.

Am J Hum Genet 99 (2): 414-422, 2016. mutations in the PNPT1 gene encoding a

mitochondrial-RNA-import protein



PNPase cause delayed myelination.
2018 Feb;93(2):242-247.

Imai-Okazaki A, Kishita Y, Kohda M,
Yatsuka Y, Hirata T, Mizuno Y,
Harashima H, Hirono K, Ichida F,
Noguchi A, Yoshida M, Tokorodani C,
Nishiuchi R, Takeda A, Nakaya A, Sakata
Y, Murayama K, Ohtake A, Okazaki Y.
Barth Syndrome: Different Approaches to
Diagnosis. J Pediatr. 2018 Feb;193:256-
260.

Lim SC, Tajika M, Shimura M, Carey KT,
Stroud DA, Murayama K, Ohtake A,
McKenzie M. Loss of the Mitochondrial
Fatty Acid B-Oxidation Protein Medium-
Chain Acyl-Coenzyme A Dehydrogenase
Disrupts Oxidative Phosphorylation
Protein Complex Stability and Function.
Sci Rep. 2018 Jan 9;8(1):153.



