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1. fm3C3EER

KigEIE. > b URIBRE. kD ., HE k. E
W 5L RIRE 4B O/NRIRERESE 16 IR,
210211 H . EFER. 2015649 A

# 1. REHICEDZELERO S T 77 AL

2. FREEK

TEP AR, BB RANE, RIERIE, Rk
TREENZ S MY RIBAE L BT S iz 18 BRI
2 BRARAER DR )

AANER SR EH S 2015411 H 8 HEE
57 M HAZERRHET TS 20156F 11 A 120 TR
BENC Y N Y O RABIE L 2l Sz 18 BT T D kR
REER OS] MEFHIRNET . SMEBAE, AL, K
EE, AR

BE ID i o T NN 3-OH FE&f% LERERR R FFA/TKB
(mg/dl) (umol/L) (umol/L) (umol/L)
1 ly3m 48 2952 2320 2930 0.99
2 2y1lm 19 2499 2147 2413 0.96
3 6y9m 42 94 ND ND ND
4 9y 42 1408 967 ND ND
Ref. -7y 59.4 3500 2500 ND 0.6

Ref.: reference values (Bonnefont JP et al. Eur J Pediatr 150: 80-5, 1990)
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BEE, 7V a—F R REE. BT RBRAEY
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1. FSCER

1) Kishita Y, Pajak A, Bolar NA, Marobbio CM,
Maffezzini C, Miniero DV, Monné M, Kohda M,
Stranneheim H, Murayama K, Naess K, Lesko N, Bruhn
H, Mourier A, Wibom R, Nennesmo I, Jespers A,
Govaert P, Ohtake A, Van Laer L, Loeys BL, Freyer

C, Palmieri F, Wredenberg A, Okazaki Y, Wedell A:



Intra-mitochondrial Methylation Deficiency Due to
Mutations in SLC25A26. Am J Hum
97(5) :761-768, 2015

2) Kohda M, Tokuzawa Y, Kishita Y, Nyuzuki H,

Genet

Moriyama Y, Mizuno Y, Hirata T, VYatsuka Y,
Yamashita—Sugahara Y, Nakachi Y, Kato H, Okuda A,
Tamaru S, Borna NN, Banshoya K, Aigaki T,
Sato-Miyata Y, Ohnuma K, Suzuki T, Nagao A, Maehata
H, Matsuda F, Higasa K, Nagasaki M, Yasuda ]J,
Yamamoto M, Fushimi T, Shimura M, Kaiho—Ichimoto
K, Harashima H, Yamazaki T, Mori M, Murayama K,
Ohtake A, Okazaki V:

Comprehensive Genomic

Genetic Landscape of
Mitochondrial Chain

Deficiencies. PLoS Genet 12(1): e1005679, 2016.

Analysis Reveals the

Respiratory Complex

2. FEERRE

1) Ohtake A, Murayama K, Yamazaki T, Harashima H,
Tokuzawa Y, Kishita Y, Mizuno Y, Kohda M, Shimura
M, Fushimi T, Taniguchi M, Ajima M, Takayanagi M,
Okazaki Y: 5~aminolevulinic acid and Fe can bring

a permanent cure for mitochondrial respiratory

chain disorders. Invited Lecture. Pediatric

Neurology Branch Meeting and the 11* Course of the
Latest Progress in Pediatric Nervous System
Genetic and Metabolic Diseases Treatment. 2nd
China

Forum of Pediatric

9-11, China

International

Development.  October National
Conventional Center, (Beijing, China), 2015
2) Ohtake A: A comprehensive genomic analysis
reveals the genetic landscape of mitochondrial
respiratory chain complex deficiencies. Invited
Special Lecture. 2015 Annual Conference of Medical
Genetics & Genomics at AMC (Asan medical Center)
“Bring next generation sequencing into the
clinic: Are we ready?” November 6, Asan Institute
for Life Science building Bl large auditorium

(Seoul, Korea), 2015
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