2014 |524-525
2014 |128-132
2014 133134
*
Naiki M, Ochi N, Kato YS, |Mutationsin HADHB, which | American Journal |164(5) |1180- 2014
Purevsuren J, Yamada K, encodes the B-subunit of of Medical 1187
KimuraR, Fukushi D, Hara | mitochondrial trifunctional Genetics A
S, YamadaY, Kumagai T, protein, cause infantile onset
Yamaguchi S, Wakamatsu N | hypoparathyroidism and
peripheral polyneuropathy
Yasuno T, Osafune K, Functional analysis of Biochemical and [448(2) |175-181 (2014
Sakurai H, Asaka I, Tanaka |iPSC-derived myocytes from |Biophysical
A, Yamaguchi S, Yamada K, | a patient with carnitine Research
Hitomi H, Arai S, Kurose Y, |palmitoyltransferase Communications
Higaki Y, Sudo M, Ando S, |deficiency
Nakashima H, Saito T,
Kaneoka H
Tomatsu S, Shimada T, Establishment of Metabolites 4(3) |655-679 |2014
Mason RW, Montano AM, | Glycosaminoglycan Assays
Kelly J, LaMarr WA, for Mucopolysaccharidoses
Kubaski F, Giugliani R,
Guha A, Yasuda E,
Mackenzie W, Yamaguchi S,
Suzuki Y, Orii T
Shioya A, Takuma H, Amelioration of acylcarnitine |Journal of The 346 350-352 {2014 *
Yamaguchi S, Ishii A, profile using bezafibrate and | Neurological (1-2) pl13
Hiroki M, Fukuda T, Sugiee |riboflavin in a case of Sciences
H, Shigematsu Y, Tamaoka |adult-onset glutaric acidemia
A type 2 with novel mutations
of the electron transfer
flavoprotein dehydrogenase
(ETFDH) gene




Vatanavicharn N, Yamada | Carnitine-acylcarnitine Brain and in *
K, Aoyama Y, Fukao T, translocase deficiency: two Development press | pll6
Densupsoontorn N, neonatal cases with common
Jirapinyoe P, splicing mutation and in vitro
Sathienkijkanchai A, bezafibrate response
Yamaguchi S, Wasant P
Sakai C, Yamaguchi S, ECHS1 mutations cause Human Mutation in
Sasaki M, Miyamoto Y, combined respiratory chain press
Matsushima Y, Goto Y1 deficiency resulting in Leigh
syndrome
Kobayashi T, Minami S, Acute fatty liver of pregnancy |J Obstet Gynaecol in
Mitani A, Tanizaki Y, associated with fetal Res press
Booka M, Okutani T, mitochondrial trifunctional
Yamaguchi S, Ino K protein deficiency
, , 50(3) |[1015- 2014
, , 1021
b b 1
46(4) |506-509 2014 *
pl122
Hayashi H, Tokuriki S, Biotin and carnitine Pediatr Int. 56(2) |286-288 (2014 *
Okuno T, Shigematsu Y, deficiency due to pl26
Yasushi A, Matsuyama G, | hypoallergenic formula
Sawada K, Ohshima Y nutrition in infants with milk
allergy.
CPTII 24(3) |261-266 (2014 *
pl29
B12
) , 24(1) |49-56 2014 *
R , pl135
, 55(8) [1175- 2014 *
1182 pl143




46(4) |506-509 2014
) ) 24(1) |43-47 2014
> , 1
, B12
1

, , 3 118(5) |812-818 (2014

, 1
Ogata T, Niihori T, Tanaka |TBX1 mutation identified by |PLoS One. 9(3) e91598 (2014
N, Kawai M, Nagashima T, |exome sequencing in a
Funayama R, Nakayama K, |Japanese family with 22q11.2
Nakashima S, Kato F, deletion syndrome-like
Fukami M, Aoki Y, craniofacial features and
Matsubara Y hypocalcemia
Dragneva S, Seven Novel Mutations in JIMD Rep. 16 57-64 2014
Szyszka-Niagolov M, Bulgarian Patients with Acute
Ivanova A, Mateva L, Hepatic Porphyrias (AHP)
Izumi R, Aoki Y,
Matsubara Y
Inoue SI, Moriya M, New BRAF knockin mice Hum Mol Genet. [23(24) |6553- 2014
Watanabe Y, provide a pathogenetic 6566
Miyagawa-Tomita S, mechanism of developmental
Niihori T, Oba D, Ono M, |defects and a therapeutic
Kure S, Ogura T, approach in
Matsubara Y, Aoki Y cardio-facio-cutaneous

syndrome

Izumi R, Niihori T, GNE myopathy associated Neuromuscul 24(12) |1068- 2014
Suzuki N, Sasahara Y, with congenital Disord. 1072

Rikiishi T, Nishiyama A,
Nishiyama S, Endo K,
Kato M, Warita H,

Konno H, Takahashi T,
Tateyama M, Nagashima T,
Funayama R, Nakayama K,
Kure S, Matsubara Y,

Aoki Y, Aoki M

thrombocytopenia: A report of
two siblings




Nakano E, Masamune A, Targeted Next-Generation Dig Dis Sci. [Epub 2014
Niihori T, Kume K, Sequencing Effectively ahead
Hamada S, Aoki Y, Analyzed the Cystic Fibrosis of
Matsubara Y, Transmembrane Conductance print]
Shimosegawa T Regulator Gene in
Pancreatitis
Nishi E, Mizuno S, Nanjo | A novel heterozygous Am J Med Genet |[Epub 2014
Y, Niihori T, Fukushima Y, | MAP2K1 mutation in a A. ahead
Matsubara Y, Aoki Y, patient with Noonan of
Kosho T syndrome with multiple print]
lentigines
Kon M, Suzuki E, Dung Molecular basis of Hum Reprod. [Epub 2015
VC, Hasegawa Y, Mitsui T, |non-syndromic hypospadias: ahead
Muroya K, Ueoka K, systematic mutation screening of
Igarashi N, Nagasaki K, and genome-wide print]
Oto Y, Hamajima T, copy-number analysis of 62
Yoshino K, Igarashi M, patients
Kato-Fukui Y,
Nakabayashi K, Hayashi K,
Hata K, MatsubaraY,
Moriya K, Ogata T,
Nonomura K, Fukami M
Fujiwara I, Murakami Y, Mutations in PIGL in a Am J Med Genet 2015
Niihori T, Kannno J, patient with A
Hakoda A, Sakamoto O, hyperphosphatasia mental
Okamoto N, FunayamaR, |retardation syndrome
Nagashima T, Nakayama K,
Kinoshita K, Kure S,
Matsubara Y, Aoki Y
Shintaku H, Ohura T Sapropterin is safe and J Pediatr 165 1241- 2014 *
effective in patients less than 1244 pl51
4-years-old with
BH4-responsive
phenylalanine hydroxylase
deficiency in Japan
(NICCD, 77 519-521 {2014 *
CTLN2) «C ) pl55
443) |5-8 2014 *

plél




