
1 
 

                                   
                                                                                                 
別紙４                                                                                           
                                                                                                 
研究成果の刊行に関する一覧表 
                                                                                                 
      書籍                                                                                       
 

 著者氏名  論文タイトル名 書籍全体の 
編集者名 

 書 籍 名 出版社名  出版地 出版年  ページ 

Fukao T. 
Harding 
CO 

Chapter 10 Ketone 
Synthesis and 
Utilization 
Defects. 

Sarafoglou 
K, 
Hoffmann 
GF, Roth 
KS 

2nd edition 
Pediatric 
Endocrinology 
and Inborn 
Errors of 
Metabolism 

McGraw 
Hill 
Educatio
n 

New 
York 

2017 S145-160. 

Nakamura 
K, Ito M, 
Shigemats
u Y, Endo 
F 

Chapter 12 
Tyrosinemia Type 

I in Japan: A 
Report of Five 

Cases. 

RM 
Tanguay 

Hereditary 
Tyrosinemia - 
Pathogenesis, 
Screening and 
management 

Springer 
Cham, 

Switzerla
nd 

 

2017 133-138 

羽田 明 臨床遺伝の基本事
項など 

野村文夫，羽
田 明，長田
久夫 

ここが知りた
い遺伝子医療
はてなBOOK 

中外医学
社 

東京 2018 308 

青天目信，
永井利三郎 

Dravet症候群 
旧:Severe 
myoclonic epilepsy 
in infancy (SMEI) 

日本てんか
ん学会 

てんかん学用
語事典 改訂第
2版 

診断と治
療社 

東京 2017 36-37 

小国弘量 West症候群（点頭
てんかん） 

日本てんか
ん学会編集 

希少てんかん
の診療視標 

診断と治
療社 

東京 2017 45-48 

小国弘量 ミオクロニー脱力
発作を伴うてんか
ん（Doose 症候群） 

日本てんか
ん学会編集 

希少てんかん
の診療視標 

診断と治
療社 

東京 2017 53-56 

 

青天目信，
永井利三郎 

Lennox-Gastaut症
候群 

日本てんか
ん学会 

稀少てんかん
の診療指標 

診断と治
療社 

東京 2017 60-63 

青天目信 ミトコンドリア病 日本てんか
ん学会 

稀少てんかん
の診療指標 

診断と治
療社 

東京 2017 113-120 

小国弘量   小国弘量、編 図とイラスト
で学ぶ小児て
んかんのイン
フォームドコ
ンセント入門 

医薬ジャ
ーナル社 

東京 2017  

杉江秀夫 

杉江陽子 

(6)糖原病 

(7)先天性糖質代謝
異常症 

矢﨑義雄  

総編集 

内科学11版 朝倉書店 東京 2017年 1773-177
9 

1779-178
2 

長尾雅悦 ウィルソン病 猿田享男、他 専門家による
私の治療
（2017-18年度
版） 

日本医事
新報社 

東京 2017 1336 

 
                                                                                                 
 
 
 
 



2 
 

      雑誌                                                     
 

  発表者氏名   論文タイトル名  発表誌名   巻号  ページ   出版年 

Kronn DF, 
Day-Salvatore D, 
Hwu WL, Jones 
SA, Nakamura K, 
Okuyama T, 
Swoboda KJ, 
Kishnani PS 

Pompe Disease 
Newborn Screening 
Working Group. 
Management of 
Confirmed 
Newborn-Screened 
Patients With Pompe 
Disease Across the 
Disease Spectrum.  

Pediatrics. 140(Suppl 
1) 

S24-S45 2017 

Tanaka K, 
Nakamura K, 
Matsumoto S, 
Kido J, 
Mitsubuchi H, 
Ohura T, Endo F 

Citrulline 
administration for urea 
cycle disorders in 
Japan. Citrulline 
administration for urea 
cycle disorders in 
Japan. 

Pediatrics 
International 

59 422-426 2017 

 

Kido J, 
Matsumoto S, 
Sakamoto R, 
Mitsubuchi H, 
Endo F and 
Nakamura K 

Liver transplantation 
may prevent 
neurodevelopmental 
deterioration in high 
risk patients with urea 
cycle disorders. 

Pediatr 
Transplant 

21(6) Epub  

Jun 12 

2017 

Kido, J; Yoshida, 
T; Mitsubuchi, H; 
Matsumoto, S; 
Nakamura, K 

Impact of the 2016 
Kumamoto 
Earthquake on a 
female patient with 
OTCD. 

Pediatr 
International 

59 1213 2017 

Matsubara Y, 
Miyazaki O, 
Kosuga M, 
Okuyama T, 
Nosaka S. 

Cerebral magnetic 
resonance findings 
during enzyme 
replacement therapy in 
mucopolysaccharidosis. 

Pediatr 
Radiol 

47(12) 1659-1669 2017 

Yamazaki M, 
Sugie H, Oguma 
M, et al 

Sulfonylurea 
treatment in an infant 
with transient 
neonatal diabetes 
mellitus caused by an 
adenosine triphosphate 
binding cassette 
subfamily C member 8 
gene mutation 

Clin Pediatr  

Endocrinol 

26(3) 165-169 2017 

Yamazaki M, 
Sugie H, Oguma 
M, et al 

Sulfonylurea 
treatment in an infant 
with transient 
neonatal diabetes 
mellitus caused by an 
adenosine triphosphate 
binding cassette 
subfamily C member 8 
gene mutation 

Clin Pediatr  

Endocrinol 

26(3) 165-169 2017 

Fukuhara Y, Fuji 
N, Yamazaki N, 
Hirakiyama A, 
Kamioka T, Seo 
JH, Mashima R, 
Kosuga M, 
Okuyama T. 

A molecular analysis of 
the GAA gene and 
clinical spectrum in 38 
patients with Pompe 
disease in Japan. 

Mol Genet 
Metab Rep. 

14 3-9 2017 



3 
 

Furujo M, 
Kosuga M, 
Okuyama T. 

Enzyme replacement 
therapy attenuates 
disease progression in 
two Japanese siblings 
with 
mucopolysaccharidosis 
type VI: 10-Year follow 
up. 

Mol Genet 
Metab Rep. 

13 69-75 2017 

Mashima R, 
Okuyama T. 

Enzyme activities of 
α-glucosidase in 
Japanese neonates 
with pseudodeficiency 
alleles. 

Mol Genet 
Metab Rep. 

12 110-114 2017 

Chinen Y‚ 
Nakamura S‚ 
Tamashiro K‚ 
Sakamoto O‚ 
Tashiro K‚ 
Inokuchi T‚ 
Nakanishi K. 

Isovaleric acidemia: 
Therapeutic response 
to supplementation 
with glycine‚ 
l-carnitine‚ or both in 
combination and a 
10-year follow-up case 
study 

Mol Genet 
Metab 
Reports. 

11 2–5 2017 

Ikeda 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 II 
deficiency 

Molecular 
Genetics and 
Metabolism 
Report 

11 69-71 2017 

Grunert SC, 
Schmitt RN, 
Schlatter SM, 
Gemperle-Britsch
gi C, Balci MC, 
Berg V, Coker M, 
Das AM, 
Demirkol M, 
Derks TGJ, 
Gokcay G, Ucar 
SK, 
Konstantopoulou 
V, Christoph 
Korenke G, 
Lotz-Havla AS, 
Schlune A, 
Staufner C, Tran 
C, Visser G, 
Schwab KO, 
Fukao T, Sass JO 

Clinical presentation 
and outcome in a series 
of 32 patients with 
2-methylacetoacetyl-co
enzyme A thiolase 
(MAT) deficiency 

Mol Genet 
Metab 

122 67-75 2017 

Tajima G, Hara 
K, Tsumura 
M,et. al.. 

Newborn screening for 
carnitine 
palmitoyltransferase II 
deficiency using 
(C16+C18:1)/C2: 
Evaluation of 
additional indices for 
adequate sensitivity 
and lower 
false-positivity. 

Mol Genet 
Metab.  

122 67-75 2017 



4 
 

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 I, 
Shigematsu Y, 
Kobayashi M 

Newborn screening for 
carnitine 
palmitoyltransferase II 
deficiency using 
(C16+C18:1)/C2: 
Evaluation of 
additional indices for 
adequate sensitivity 
and lower false- 
positivity 

Molecular 
Genetics and 
Metabolism 

122(3) 65-75 2017 

Yamamoto T, 
Shimojima K, 
Matsufuji M, 
Mashima R, 
Sakai E, 
Okuyama T 

Aspartylglucosaminuri
a caused by a novel 
homozygous mutation 
in the AGA gene was 
identified by an 
exome-first approach 
in a patient from 
Japan. 

Brain Dev 39(5) 422-425 2017 

Numata-Uemats
u Y‚ Sakamoto O‚ 
Kakisaka Y‚ 
Okubo Y‚ Oikawa 
Y‚ Arai-Ichinoi N‚ 
Kure S‚ Uematsu 
M. 

Reversible brain 
atrophy in glutaric 
aciduria type 1. 

Brain Dev. 39 532-535 2017 

Kumada T, Imai 
K, Takahashi Y, 
Nabatame S, 
Oguni H. 

Ketogenic diet using a 
Japanese ketogenic 
milk for patients with 
epilepsy: A 
multi-institutional 
study. 

Brain&Dev  40(3) 188-195 2017 

 



5 
 

Desai R, Frazier 
AE, Durigon R, 
Patel H, Jones 
AW, Dalla Rosa I, 
Lake NJ, 
Compton AG, 
Mountford HS, 
Tucker EJ, 
Mitchell ALR, 
Jackson D, Sesay 
A, Di Re M, van 
den Heuvel LP, 
Burke D, Francis 
D, Lunke S, 
McGillivray G, 
Mandelstam S, 
Mochel F, Keren 
B, Jardel C, 
Turner AM, Ian 
Andrews P, 
Smeitink J, 
Spelbrink JN, 
Heales SJ, 
Kohda M, 
Ohtake A, 
Murayama K, 
Okazaki Y, 
Lombès A, Holt 
IJ, Thorburn DR, 
Spinazzola A. 

ATAD3 gene cluster 
deletions cause 
cerebellar dysfunction 
associated with altered 
mitochondrial DNA 
and cholesterol 
metabolism. 

Brain 140(6) 1595-1610 2017 

Ogawa E, 
Shimura M, 
Fushimi T, 
Tajika M, 
Ichimoto K, 
Matsunaga A, 
Tsuruoka T, 
Ishige M, 
Fuchigami T, 
Yamazaki T, Mori 
M, Kohda M, 
Kishita Y, 
Okazaki Y, 
Takahashi S, 
Ohtake A, 
Murayama K. 

Clinical validity of 
biochemical and 
molecular analysis in 
diagnosing Leigh 
syndrome: a study of 
106 Japanese patients. 

J Inherit 
Metab Dis 

40(5) 685-693. 2017 

Sasai H, Aoyama 
Y, Otsuka H, 
Abdelkreem E, 
Naiki Y, Kubota 
M, Sekine Y, Itoh 
M, Nakama M, 
Ohnishi H, Fujiki 
R, Ohara O, 
Fukao T 

Heterozygous carriers 
of 
succinyl-CoA:3-oxoacid 
CoA transferase 
deficiency can develop 
severe ketoacidosis. 

J Inherit 
Metab Dis 

40 845-852 2017 

 

Nguyen KN, 
Abdelkreem E, 
Colombo R, 
Hasegawa Y, Can 
NT, Bui TP, Le 
HT, Tran MT, 
Nguyen HT, 
Trinh HT, 
Aoyama Y, Sasai 
H, Yamaguchi S, 
Fukao T, Vu DC 

Characterization and 
outcome of 41 patients 
with beta-ketothiolase 
deficiency: 10 years' 
experience of a medical 
center in northern 
Vietnam 

J Inherit 
Metab Dis 

40: 395-401 2017 

 



6 
 

Abdelkreem E, 
Akella RRD, 
Dave U, Sane S, 
Otsuka H, Sasai 
H, Aoyama Y, 
Nakama M, 
Ohnishi H, 
Mahmoud S, Abd 
El Aal M, Fukao 
T 

Clinical and 
Mutational 
Characterizations of 
Ten Indian Patients 
with Beta-Ketothiolase 
Deficiency. 

JIMD Rep 35 59-65 

 

2017 

Kimura M‚ 
Kawai E‚ Yaoita 
H‚ Ichinoi N‚ 
Sakamoto O‚ 
Kure S. 

Central venous 
catheter-related 
bloodstream infection 
with Kocuria kristinae 
in a patient with 
propionic acidemia 

Case Reports 
in Infectious 
Diseases 

 Article ID 
1254175 

2017 

Abdelkreem E, 
Alobaidy H, 
Aoyama Y, 
Mahmoud S, Abd 
El Aal M, Fukao 
T 

Two Libyan siblings 
with beta-ketothiolase 
deficiency: A case 
report and review of 
literature 

Egypt J Med 
Hum Genet 

18 1221-1223 

 

2017 

Tanigawa J, 
Mimatsu H, 
Mizuno S, 
Okamoto N, 
Fukushi D, 
Tominaga K, 
Kidokoro H, 
Muramatsu Y, 
Nishi E, 
Nakamura S, 
Motooka D, 
Nomura N, 
Hayasaka K, 
Niihori T, Aoki 
Y, Nabatame S, 
Hayakawa M, 
Natsume J, 
Ozono K, 
Kinoshita T, 
Wakamatsu N, 
Murakami Y. 

Phenotype-genotype 
correlations of PIGO 
deficiency with 
variable phenotypes 
from infantile lethality 
to mild learning 
difficulties. 

Hum Mutat 38(7) 805-15 2017 

Imai-Okazaki A, 
Kohda M, 
Kobayashi K, 
Hirata T, Sakata 
Y, Murayama K, 
Ohtake A, 
Okazaki Y, 
Nakaya A, Ott J. 

HDR-del: A tool based 
on Hamming distance 
for prioritizing 
pathogenic 
chromosomal deletions 
in exome sequencing. 

Hum Mutat 38(12) 1796-1800 2017 

Kido J, 
Matsumoto S, 
Sakamoto R, 
Mitsubuchi H, 
Endo F and 
Nakamura K 

Pulmonary artery 
hypertension in 
methylmalonic 
academia. 

Hemodialysis 

International 

21 E25-E29 2017 



7 
 

Minase G, 
Miyatake S, 
Nabatame S, 
Arai H, 
Koshimizu E, 
Mizuguchi T, 
Nakashima  M, 
Miyake N, Saitsu 
H, Miyamoto T, 
Sengoku K, 
Matsumoto N. 

An atypical case of 
SPG56/CYP2U1-relate
d spastic paraplegia 
presenting with 
delayed myelination. 

J Hum Genet 62(11) 997-1000 2017 

Yoshida T, Kido 
J, Mitsubuchi H, 
Matsumoto S, 
Endo F and 
Nakamura K 

Clinical manifestations 
in two patients with 
pyruvate 
dehydrogenase 
deficiency and 
long-term survival 

Hum Genome 4 17020 2017 

Koutroumanidis 
M, Arzimanoglou 
A, Caraballo R, 
Goyal S, 
Kaminska A, 
Laoprasert P, 
Oguni H, Rubboli 
G, Tatum W, 
Thomas P, 
Trinka E, 
Vignatelli L, 
Moshé SL. 

The role of EEG in the 
diagnosis and 
classification of the 
epilepsy syndromes: a 
tool for clinical 
practice by the ILAE 
Neurophysiology Task 
Force (Part 1) 

Epileptic 
Disord.  

 

19(3) 233-298 2017 

Oguni H, Ito Y, 
Otani Y, Nagata 
S.  

Questionnaire survey 
on the current status of 
ketogenic diet therapy 
in patients with 
glucose transporter 1 
deficiency syndrome 
(GLUT1DS) in Japan. 

Eur J 
Paediatr 
Neurol. 

 Epub ahead 
of print 

2017 Dec 26. 

Koutroumanidis 
M, Arzimanoglou 
A, Caraballo R, 
Goyal S, 
Kaminska A, 
Laoprasert P, 
Oguni H, Rubboli 
G, Tatum W, 
Thomas P, 
Trinka E, 
Vignatelli L, 
Moshé SL. 

The role of EEG in the 
diagnosis and 
classification of the 
epilepsy syndromes: a 
tool for clinical practice 
by the ILAE 
Neurophysiology Task 
Force (Part 2). 

Epileptic 
Disord 

19(4) 385-437. 2017  

Kido J, Kawasaki 
T, Mitsubuchi H, 
Kamohara H, 
Ohba T, 
Matsumoto S, 
Endo F, 
Nakamura K 

Hyperammonemia 
crisis following 
parturition in a female 
patient with ornithine 
transcarbamylase 
deficiency. 

World J 
Hepatol. 

9 343-348 2017 



8 
 

Feichtinger RG, 
Oláhová M, 
Kishita Y, 
Garone C, 
Kremer LS, Yagi 
M, Uchiumi T, 
Jourdain AA, 
Thompson K, 
D'Souza AR, 
Kopajtich R, 
Alston CL, Koch 
J, Sperl W, 
Mastantuono E, 
Strom TM, 
Wortmann SB, 
Meitinger T, 
Pierre G, 
Chinnery PF, 
Chrzanowska-Lig
htowlers ZM, 
Lightowlers RN, 
DiMauro S, 
Calvo SE, 
Mootha VK, 
Moggio M, 
Sciacco M, Comi 
GP, Ronchi D, 
Murayama K, 
Ohtake A, 
Rebelo-Guiomar 
P, Kohda M, 
Kang D, Mayr 
JA, Taylor RW, 
Okazaki Y, 
Minczuk M, 
Prokisch H. 

Biallelic C1QBP 
Mutations Cause 
Severe Neonatal-, 
Childhood-, or 
Later-Onset 
Cardiomyopathy 
Associated with 
Combined 
Respiratory-Chain 
Deficiencies. 

 

Am J Hum 
Genet. 

101(4) 525-538 2017 

Asano K, Suzuki 
T, Saito A, Wei 
FY, 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. 

46(4) 1565-1583 2018 

Lim SC, Tajika 
M, Shimura M, 
Carey KT, Stroud 
DA, Murayama 
K, Ohtake A, 
McKenzie M.  

 

Loss of the 
Mitochondrial Fatty 
Acid β-Oxidation 
Protein Medium-Chain 
Acyl-Coenzyme A 
Dehydrogenase 
Disrupts Oxidative 
Phosphorylation 
Protein Complex 
Stability and Function 

Sci Rep 8(1) 153 2018 



9 
 

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. 40(6) 484-488 2018 

Miyauchi A, 
Osaka H, 
Nagashima M, 
Kuwajima M, 
Monden Y, 
Kohda M, Kishita 
Y, Okazaki Y, 
Murayama K, 
Ohtake A, 
Yamagata T. 

Leigh syndrome with 
spinal cord 
involvement due to a 
hemizygous NDUFA1 
mutation. 

Brain  Dev. 

 

40(6) 498-502 2018 

Higuchi Y, 
Okunushi R, 
Hara T, 
Hashiguchi A, 
Yuan J, 
Yoshimura A, 
Murayama K, 
Ohtake A, Ando 
M, Hiramatsu Y, 
Ishihara S, 
Tanabe H, 
Okamoto Y, 
Matsuura E, 
Ueda T, Toda T, 
Yamashita S, 
Yamada K, Koide 
T, Yaguchi H, 
Mitsui J, Ishiura 
H, Yoshimura J, 
Doi K, Morishita 
S, Sato K, 
Nakagawa M, 
Yamaguchi M, 
Tsuji S, 
Takashima H. 

Mutations in COA7 
cause spinocerebellar 
ataxia with axonal 
neuropathy. 

Brain.   2018 

Kuwabara K, 
Kawarai T, 
Ishida Y, 
Miyamoto R, Oki 
R, Orlacchio A, 
Nomura Y, 
Fukuda M, Ishii 
E, Shintaku H, 
Kaji R. 

A novel compound 
heterozygous TH 
mutation in a 
Japanese case of 
dopa-responsive 
dystonia with mild 
clinical course. 

Parkinsonism 
Relat Disord 

46 87-89 2018 

Shigetomi H, 
Tanaka T, Nagao 
M, Tsutsumi H. 

Early detection and 
diagnosis of neonatal 
intrahepatic 
cholestasis caused by 
citrin deficiency missed 
by newborn screening 
using tandem mass 
spectrometry. 

Int J 
Neonatal 
Screen 

4(1),5 doi:10.3990/
ijms401005. 

2018 



10 
 

Ng YS, Lax NZ, 
Maddison P, 
Alston CL, 
Blakely EL, 
Hepplewhite PD, 
Riordan G, 
Meldau S, 
Chinnery PF, 
Pierre G, 
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, 
Murayama K, 
Mundy H, Hanna 
MG, Ohtake A, 
Schaefer AM, 
Champion MP, 
Turnbull DM, 
Taylor RW, 
Pitceathly RDS, 
McFarland R, 
Gorman GS. 

MT-ND5 Mutation 
Exhibits Highly 
Variable Neurological 
Manifestations at Low 
Mutant Load 

EBioMedicine  86-93 2018 

Kido J, Inoue H, 
Suzuki Y, 
Tanaka M, 
Mitsubuchi H, 
Nakamura K, 
Endo F, 
Matsumoto S 

A significant difference 
in the blood carnitine 
values 

obtained by  the 
enzymatic cycling and 
tandem mass 
spectrometry methods. 

Clinical 
Laboratory 

64 211-215 2018 

Sato R, 
Arai-Ichinoi N, 
Kikuchi A, 
Matsuhashi T, 
Numata-Uemats
u Y, Uematsu M, 
Fujii Y, 
Murayama K, 
Ohtake A, Abe T, 
Kure S. 

Novel biallelic 
mutations in the 
PNPT1 gene encoding 
a 
mitochondrial-RNA-im
port protein PNPase 
cause delayed 
myelination. 

Clin Genet 93(2) 242-247 2018 

Eda K, Mizuochi 
T, Iwama I, Inui 
A, Etani Y, Araki 
M, Hara S, 
Kumagai H, 
Hagiwara SI, 
Murayama K, 
Murakami J, 
Shimizu N, 
Kodama H, 
Yasuda R, 
Takaki Y, 
Yamashita Y 

Zinc monotherapy for 
young children with 
presymptomatic 
Wilson disease: A 
multicenter study in 
Japan. 

 

J 
Gastroenterol 
Hepatol. 

33 (1) 264-269 2018 



11 
 

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 193 256-260 2018 

越智悠一、下村豪、
弓削健太郎、岡部
留美子、渋谷郁彦、
永光信一郎、山下
裕史朗、新宅治夫 

L-DOPA投与によりｼﾞｽ
ﾄﾆｱが改善した瀬川病の
1例 

日本小児科学
会雑誌 

121巻6号 1111 2017 

玉井香菜、城賀本
満登、大黒春夏、
鴨田知博、新宅治
夫 

新生児マススクリーニ
ングで高フェニルアラ
ニン(Phe)血症を発見さ
れ、BH4負荷試験とブテ
リジン分析で6-ピルボイ
ルテトラヒドロプテリ
ン合成酵素(PTPS)欠損
によるテトラヒドロビ
オプテリン(BH4)欠乏症
と診断された1例 

日本小児科学
会雑誌 

121巻6号 1089 2017 

原圭一，但馬剛，
香川礼子，岡田賢，
岡野里香，重松陽
介，藤原紗季，森
岡千代美，吉井千
代子 

カルニチントランスポ
ーター異常症のマスス
クリーニング：カルニチ
ン補充を行った２例 

日本マススク
リーニング学
会誌 

27(1) 51-58 2017 

香川礼子，原圭一，
但馬剛，重松陽介，
藤原紗季，森岡千
代美，吉井千代子 

香川礼子，原圭一，但馬
剛，重松陽介，藤原紗季，
森岡千代美，吉井千代子 

日本マススク
リーニング学
会誌 

27(1) 63-67 2017 

重松陽介，但馬剛 CPT2欠損症の一次対象
疾患化に向けて 

日本マススク
リーニング学
会誌 

27(3) 245-250 2017 

坂本修、市野井那
津子、呉繁夫 

新生児マススクリーニ
ングで診断されたシト
ルリン血症Ⅰ型の3例  

日本マススク
リーニング学
会雑誌 

27  283-287 2017 

山田健治、青木菊
麿、横山和紀、新
宅治夫、上家和子、
山口清次 

成人フェニルケトン尿
症患者の生活状況調査 
新生児マススクリーニ
ングの効果の検討 

日本マススク
リーニング学
会誌 

27巻2号 198 2017 

花山佳子、服部俊
一、徳原大介、濱
崎考史、新宅治夫 

フェニルケトン尿症合
併妊娠 2 症例に対する
栄養食事指導の経験 

日本小児栄養
消化器肝臓学
会雑誌 

31 巻 136 2017 

新宅治夫 先天代謝異常症 小児科 58巻12号 1535-1545 2017 

小国弘量 小児科
診療 

難治てんかんの食事療
法    

小児科診療  81 61-65 2018 
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児玉浩子 微量元素―亜鉛、銅、セ
レン、ヨウ素、マンガン 

小児内科 

 

49増刊 243-245 2017 

市野井那津子、坂
本修、佐藤亮、二
瓶真人、曽木千純、
内田奈生、上村美
季、菊池敦生、熊
谷直憲、菅野潤子、
呉繁夫 

フェニル酪酸ナトリウ
ム投与により蛋白耐容
量が増加したカルバミ
ルリン酸合成酵素Ⅰ欠
損症の新生児例 

小児科臨床   70 533-538 2017 

児玉浩子 Wilson病診療ガイドラ
イン2015 

小児科臨床 70(6) 1001-1009 2017 

櫻井謙, 大橋十也, 
徐朱ヒョン, 奥山
虎之, 井田博幸 

患者登録制度から判明
したFabry病の診断と治
療の現状と課題 

小児科臨床 70(2) 225-231 2017 

西川 愛子、小国弘
量 

てんかんの治療・薬物療
法 

小児看護  40 786-792 2017 

杉江秀夫, 杉江陽
子 

遺伝的要因による神経
発達障害遺伝性代謝病 
糖質代謝異常症 

日本臨床 別冊精神医
学症候群I 

161-166 2017 

大谷ゆい，小国弘
量，西川愛子，伊
藤進，衞藤薫，永
田智. 

ケトン食療法が著効し
た徐波睡眠持続性棘徐
波を呈する非定型良性
部分てんかんの男児例 

脳と発達  49 (6)  413-417 2017 

野口篤子、高橋勉 リジン尿性蛋白不耐症
の特徴と治療の実際(解
説) 

新薬と臨牀 66巻7号 959-963 2017 

新宅治夫 セピアプテリン還元酵
素欠損症の診断と治療 

新薬と臨牀 66巻10号 1344-1348 2017 

藤岡弘季、新宅治
夫 

瀬川病では血液ネオプ
テリン値が低下する 

関西福祉科学
大学紀要 

20号 91-98 

 

2017 

 


