King Faisal Hall, Riyadh, Kingdom of Saudi Arabia.
14-18 September 2013.

10) Oguni H. Treatment Strategies for Refractory Epilepsy

of Childhood. The 12th Asian and Oceanian Congress
on Child Neurology. King Faisal Hall, Riyadh,
Kingdom of Saudi Arabia. 14-18 September 2013.

11) Oguni H. Ketogenic diet for specific epileptic

syndromes — Long-term experiences in TWMU — .
Pre-congress workshop on Ketogenic Diet. The 12th
Asian and Oceanian Congress on Child Neurology.
King Faisal Hall, Riyadh, Kingdom of Saudi Arabia.
14 September 2013.

12) Ohura T: Current treatment strategy for citrin

deficiency. International Congress of Inherited
Metabolic disease. ICIEM Barcelona 2013.9.
3~6.

13) YOSHIKO KURASHIGE, MASAKI
TAKAYANAGI, TAKU OMATA, KIMIYOSHI
ICHIDA . First case of isolated sulfite

oxidase deficiency in Japan. JIMD 36: S150.
2013. 12th INTERNATIONAL COGRESS OF
INBORN ERRORS OF METABOLISM Barcelona
2013

14) Ohtake A: Diagnosis and treatment for mitochondrial

disorders: an update. The 3rd Asian Congress for
Inherited Metabolic Diseases (ACIMD)/the 55th
Annual Meeting of The Japanese Society for Inherited
Metabolic Diseases (JSIMD). Educational lecture-7.
November 27-29. Tokyo Bay Maihama Hotel Club
Resort (Chiba, Japan), 2013

15) Ohtake A, Murayama K, Mori M, Okazaki Y:

Diagnosis and molecular basis of mitochondrial
respiratory chain disorders in Japan: exome sequencing
for the disease gene identification. International
Symposium on  Mitochondria  2013/The  13th
Conference of Japanese Society of Mitochondrial
Research and Medicine (J-mit). Symposium 3: Next
Generation Technologies for Mitochondrial Disorders.
November 6-7. Roppongi Academyhills 49 (Roppongi
Hills Mori Tower 49F, Tokyo, Japan), 2013

16) Ohtake A: Diagnosis and treatment for mitochondrial

20) Yamaguchi S:

disorders: an update. The Ist International ALA and
Porphyrin Symposium (IAPS1). Invited lecture-2.
October 28. King Hamad University Hospital
(Kingdom of Bahrain), 2013

17) Ohtake A, Murayama K, Mori M, Harashima H,

Yamazaki T, Tamaru S, Yamashita I, Kishita Y, Kohda
M, Tokuzawa Y, Mizuno Y, Moriyama Y, Kato H,
Okazaki Y: Diagnosis and molecular basis of
mitochondrial respiratory chain disorders in Japan:
exome sequencing for disease gene identification. The
12th Annual Asian and Oceanian Myology Center
(AOMC) Scientific Meeting. Invited lecture. June 6 - 8,
Sofitel Xi’an on Renmin Square (Xi’an, China), 2013

18) Kobayashi H, Yamada K, Hasegawa Y, Takahashi T,

Minohata T, Yamaguchi S: Rapid analysis of orotic
acid in dried blood spots using liquid chromatography
— tandem mass spectrometry (MS/MS). MSACL (Mass
Spectrometry Applicatios to the Clinical Lab) 2013.
San Diego, USA, February 2013

19) Yamaguchi S, Purevsuren J, Hasegawa Y, Kobayashi

H, Mushimoto Y, Yamada K, Takahashi T, Furui M,
Fukao T, Shigematsu Y, Fukuda S: Medium-chain
acyl-CoA dehydrogenase (MCAD) deficiency and
newborn screening in Japan. 2013 Joint Meeting of the
Newborn Screening and Genetic Testing Symposium
(NBS&GTS) and the International Society for Neonatal
Screening (ISNS). Atlanta, USA, May 2013

Diagnosis and treatment of
mitochondrial fatty acid oxidation defects. The Second
Forum of International Translational Medicine of
Clinical Genetics in Beijing - Development and
Application of Genetic Technology &% % . Beijing,
China, August 2013

21) Yamada K, Kobayashi H, Takahashi T, Hasegawa Y,

Purevsuren J, Fukuda S, Ito M, Yamaguchi S:
Responsiveness of bezafibrate for neonatal onset form
of glutaric acidemia type II: comparison with milder
form using in vitro probe assay. 12th International
Congress of Inborn Errors of Metabolism. Barcelona,

September 2013

22) Yamaguchi S, Yamada K, Kobayashi H, Takahashi T,



Hasegawa Y, Purevsuren J, Ohkubo T, Watanabe M,
Tsunemi T, Ishii A, Takuma H, Tamaoka A,
Shigematsu Y, Fukuda S: Two Japanese cases of adult
onset myopathic form of gulutaric acidemia type II.
12th International Congress of Inborn Errors of

Metabolism. Barcelona, September 2013

23) Vu D, Nguyen K, Khu D, Bich N, Bui T, Nguyen H,

Nguyen L, Fukao T, Kondo N, Yamaguchi S: Spectrum
of inbone errors of metabolism in referal center of
north Vietnam. 12th International Congress of Inborn

Errors of Metabolism. Barcelona, September 2013

24) Nguyen KN, Chi DV, Nguyen HT, Can NBT, Bui TP,

Yamaguchi S, Fukao T: Report of 23 cases with
betaketothiolase deficiency in a Vietnam center. 12th
International Congress of Inborn Errors of Metabolism.

Barcelona, September 2013

25) Vatanavicham N, Furui M, Aoyama Y, Fukao T,

Sathienkijkanchai A, Wasant P, Yamaguchi S:
Carnitine-acylcarnitine translocase deficiency: two
neonatal cases with common splicing mutation and in
vitro bezafibrate response. 12th International Congress
of Inborn Errors of Metabolism. Barcelona, September

2013

26) Bijarnia-Mahay S, Puri RD, Vema J, Shigematsu Y,

Yamaguchi S, Haberle J, Kohli S, Babbar D, Gupta D,
Verma I C: Biochemical and molecular diagnosis of
urea cycle enzyme defects in Indean population. 12th
International Congress of Inborn Errors of Metabolism.

Barcelona, September 2013

27) Nguyen KN, Chi DV, Can NBT, Bui TP, Yamaguchi

S: The first continuous venous-venous hemofiltration
with a Vitnamese newborn onset urea cycle disorder.
12th International Congress of Inborn Errors of

Metabolism. Barcelona, September 2013

28) Yamaguchi S: A new treatment option for

mitochondrial fatty acid oxidation defects: Bezafibrate,
a PPAR agonist. 12th Asian Oceanian Congress on
Child Neurology. Riyadh, Saudi Arabia, September
2013

29) Yamaguchi S: Beriberi (Vitamin B1 deficiency) of

young children lurking in modern life: A new approach

for biochemical detection. 2013 Joint Meeting of 13th
Asian Pan-Pacific Society for Pediatric
Gastroenterology, Hepatology and Nutrition and 40th
Japanese Society for Pediatric Gastroenterology,
Hepatology and Nutrition > > 7R ¥ 7 A, HIE,

October 2013

30) Watanabe K, Nakagawa S, Yotsumata K, Sameshima

K, Yonee C, Yamada K, Yamaguchi S: Two siblings
with very long chain acyl-CoA dehydrogenase
(VLCAD) deficiency developed rhabdomyolysis after
supplementation of L-carnitine. The 3rd Asian
Congress for Inherited Metabolic Diseases (ACIMD),
The 55th Annual Meeting of the Japanese Society for
Inherited Metabolic Diseases (JSIMD). Chiba,
November 2013

31) Yamada K, Kobayashi H, Takahashi T, Hasegawa Y,

Yamaguchi S: Effect and toxicity of high-dose
bezafibrate on mitochondrial fatty acid oxidation in
cultured cells. The 3rd Asian Congress for Inherited
Metabolic Diseases (ACIMD), The 55th Annual
Meeting of the Japanese Society for Inherited
Metabolic Diseases (JSIMD). Chiba, November 2013

32) Dung VC, Ngoc CTB, Khanh NN, Yamada K, Furui

M, Yamaguchi S: Genotype and phenotype of primary
carnitine deficiency: a case report. The 3rd Asian
Congress for Inherited Metabolic Diseases (ACIMD),
The 55th Annual Meeting of the Japanese Society for
Inherited Metabolic Diseases (JSIMD). Chiba,
November 2013

33) Hasegawa Y, Kobayashi H, Yamada K, Takahashi T,

Yamaguchi S: Selective screening for organic
acidemias by urinary organic acids analysis using
GC/MS in Asian countries. The 3rd Asian Congress for
Inherited Metabolic Diseases (ACIMD), The S55th
Annual Meeting of the Japanese Society for Inherited
Metabolic Diseases (JSIMD). Chiba, November 2013

34) Dash P, Bijarnia-Mahay S, Yamaguchi S, Shigematsu

Y, Puri RD, Kotecha U, Verma J, Saxena R, Kohli S,
Movva S, Gupta D, Vyas B, Verma IC: Diagnosis of
small molecule disorders using TMS and

GCMS-experience from one center in North India. The



3rd Asian Congress for Inherited Metabolic Diseases
(ACIMD), The 55th Annual Meeting of the Japanese
Society for Inherited Metabolic Diseases (JSIMD).
Chiba, November 2013

35) Khanh NN, Dung VC, Mai NC, Yamaguchi S:
Newborn onset urea cycle disorders in a referal center
of Vietnam: Clinical features and outcom. The 3rd
Asian Congress for Inherited Metabolic Diseases
(ACIMD), The 55th Annual Meeting of the Japanese
Society for Inherited Metabolic Diseases (JSIMD).
Chiba, November 2013

36) Liu L, Yamada K, Takahashi T, Kobayashi H,
Hasegawa Y, Yamaguchi S: Hypothermia improves
oxidation ability in cultured fibroblasts with fatty acid
p-oxidation disorders: Evaluation by vitro probe assay.
The 3rd Asian Congress for Inherited Metabolic
Diseases (ACIMD), The 55th Annual Meeting of the
Japanese Society for Inherited Metabolic Diseases
(JSIMD). Chiba, November 2013

37) Tomatsu S, Fujii T, Fukushi M, Oguma T, Shimada T,
Maeda M, Kida K, Shibata Y, Futatsumori H, Montano
AM, Mason RW, Yamaguchi S, Suzuki Y, Orii T:
Newborn screening and diagnosis of
Mucopolysaccharidoses. The 3rd Asian Congress for
Inherited Metabolic Diseases (ACIMD), The S55th
Annual Meeting of the Japanese Society for Inherited
Metabolic Diseases (JSIMD). Chiba, November 2013

38) Yamaguchi S: Screening, diagnosis, and treatment of
organic and fatty acid disorders. The 3rd Asian
Congress for Inherited Metabolic Diseases (ACIMD),
The 55th Annual Meeting of the Japanese Society for
Inherited Metabolic Diseases (JSIMD) Educational
lecture. Chiba, November 2013

39) Kguyen NK, Dung VC, Fukao T, Hoan NT, Ngoc
CTB, Thao BP, Yamaguchi S: Betaketothiolase
deficiency in a referal center of Vitnam: Clinical
feature and outcom. The 3rd Asian Congress for
inherited Metabolic Diseases (ACIMD) The 55th
Annual Meeting of the Japanese Society for inherited
Metabolic Diseases (JSIMD). Chiba, November 2013

40) Yamaguchi S: GC-MS for diagnosis of Organic

Acidurias. International Conference on Inborn Errors of
Metabolism 2013 3#{#. New Delhi, India, April 2013
41) Yamaguchi S: defects.

Fatty acid oxidation

International Conference on Inbom Errors of
Metabolism 2013 5#7#. New Delhi, India, April 2013

) INEVER: Zo T A ABBALZHER~ X2
7 U —= 7 OB ¥ 36 B AANRBEER
TS FeGERE KRR, KB, 201344 A

43) (LR, /IRSLEL, mEmE, BR)IFR, FR

&, wofEk: v R_NUAFZy b (27 AR—LE)
BEFO AL VN =Fr EROKRE. &
116 Bl R A/NER %, KB, 2013 4 A

a0 IOER: ZF o T A AZEALHER~ AR
7Y —= 7 OFME. & 36 B HANRERES
FITES R KRR A5, 20134 4 A

45) /INRTEAD, /NRELER, (LR, &EES, LnvE
W HERS R A7 ) —= 0 FRBEBIIHT D
HARTZEORER. B4 BHERYA - A7 J—=
v RIR, 2013 45 8 A

46) ILLFAGEIR, /IARSLSL, SEmB, RA)IER, Lo
B ARILFT A AN=TF U fEE~~ b Y
v NOBEEME. FBAEIHARCR - A7) —=
T KR, 201348 A

47) /NARELER, EARGERFN, LA/, BRAJIER, &6
Mm%, ZPE, RRAR, ERESUR, LDEK: ¥
VT AR RBILL B AN =TF U T A IR
77— (OTC) KRRV V—= 7 OFEEMIZ
BT omet F4OEBEERYR - A7) —=0 %
&. KB, 2013 4E 8 H

48) ZJFE, MR, SWEABGL, JTTARER, FRWV
SH, HEFECGE, ARIEMR, FRELE, LDiEK: 22
RIELT- N =F NI MA NV ITF AT 25
—¥ (CPT2) KI{BIED 9 A BIRHI. & 40 EAA
VYA AT Y= TS KR, 20138 A

49) EEEN S, LERER, FReLEE, BRRIIER, Lo
THIR: SIDS, ALTE #RAEIR THRIE LE KRB R ERE
EHEBA L 10 BlOfRE. BBA0ERARY R 271
—= v 7%e KR, 2013 £ 8 A

50) /hARELEL, BRAIERS, (WEER, iEmE, Lo
BR, KEHR, Mg 5. LEmRicBids 4 v
FhwA A7 Y —=2 7 OHR. & 92 LR/



RBEIZEE KT, 201349 A
51) IWEVER: NROI N =F RE L HESE. F 40

Bl B A/ NEERRRIEEZR MRS & I —. Bk,

2013 4 11 A

52) /NARELER, FEIRGEFN, (LHEE, SEEE, BRI
B, bonFERw: A0 %2 H WS R
LCMSMS IZ X BEIBAT aA Fofrommst. 8
38 BIHAEH~YAARY MVERER, 5,
201349 A

53) mAGE S, ILEEYE, kL, BAJIER, Lo
B VU FAEEO BB BIETEE: in vitro
probe assay (= & DR, 5 38 Bl HAEH~ A AR
7 NVESES M, 201349 A

54) mfsE S, ILEENE, ARl BA)IER, WD
TH¥Kk: SIDS, ALTE BRIEIR CTHIE LR R EIE
B U7z 10 Bl ofRES. 5 65 [E1 R E L E/ N R B
2. KT, 2013 F 11 A

55) (i fdR, AREAM, mfEm T, BAJIER, 1A
B TV VBRI 2 BLOD 2 BlZst4 2 _P 7 4
7T — N OIRERSR. 527 B B A/ NS E RS
&3, 2013 £ 11 A

56) HEAHE Y, Ve, KBRS, BERIFER, /K
SLHL, (LERES, IWEER: <A 7ad T 54 b
— =\ X BENER E AN SRR
FEDHAERBZE. BANEREYS ¥ SSEIKRA.
&, 2013 4 11 H

S7) IWEVER: HLWHAERS AR ) —=v 7 e
B s BRNEEETS 5 58 BER
& FEE. LB, 2013411 A

58) IR, AVRELEL, BRABJIER, RS, SR,
WOER: FIAERZ T ASR A7) == 7T
AV EEBEMEOBW~ — 7 — B A E R LT
260 vRULRE Y MEEH L RHAA~OHUE R
5. % 58 Bl HARBIBHARSES. &R, 2013
£11.12 A

59) BRNIER, BEAE Y, AFRELE, (LEEEE, &
%, e & wniEk: I har PV 7=
E#3R (TFP) RIBJEDHARIZW S FERIORER. 25
11 [ E U E A RTE e, I, 2014 4 2
A

60) IZILFH K - FepliEE [—RRETH CK MEZ R

TBEDE 2 05 LRI 55 408 [EIEBRIGHREE
&Pl FR2 5% HE

61) Hi K, A% £E, BHP BH, ®E 5%
HMG-CoA U 7 —EXKBEED MPLA EDORES & 1
EFNCBIT BTy V2 —4 k&L REDRE,
BAVEHAY AR V== JoEey SERL254E 8
H 2324 H Kk

62) TREMEE - 7 b IR EE & BIENE (v
WU L4 REMERB EHREYE) % 18 [H
FAMFRRGYE S PR 254 10 A 11 A-12 A
=1

63) TREME, FKEME, HILER, REEEF, F
(A £, % BEIETE, Venkatesan Rajaran, Rikkert
Wierenga, FIH{EYE. FRILG. BERB. BER
JUARL, RATBA. Az, A, REIITE
B AHID HSD10 %% (2-methyl-3-hydroxybutryl-CoA
Bk EBESR HRIE) DO, 5 58 [E HANEE

TRL254 11 A 20 A~23 B A&

64) Fukao T: (Educational lecture 9) Inborn errors of

EES

ketogenesis and ketone body utilization. The 3rd Asian
Congress for Inherited Metabolic Diseases / The 55th
Annual meeting of the Japanese Society for Inherited
Metabolic Diseases. Nobember 27-29, 2013 Makuhari,
Japan

65) Fukao T, Akiba K, Goto M, Kuwayama N, Morita M,
Hori T, Aoyama Y, Venkatesan R, Wierenga R,
Hasegawa Y, Shigematsu Y, Ohtake A, Moriyama Y,
Usuda N, Hasegawa Y: The first case of HSDI10
disease (2-Methyl-3-Hydroxybutyryl-CoA
dehydrogenase deficiency) from Asia. The 3rd Asian
Congress for Inherited Metabolic Diseases / The 55th
Annual meeting of the Japanese Society for Inherited
Metabolic Diseases. Nobember 27-29, 2013 Makuhari,
Japan

66) Morimoto M, Fukao T, Otsuka H, Orii K, Tomita H,
Takamatsu M, Hara A, Yamada K, Kobayashi H,
Hasegawa Y, Yamaguchi S, Kondo N:DD twin with
neonatal-onset glutaric aciduria type 2. The 3rd Asian
Congress for Inherited Metabolic Diseases / The 55th
Annual meeting of the Japanese Society for Inherited
Metabolic Diseases. November 27-29, 2013 Makuhari,



Japan

67) Aoyama Y, Ishige M, Tanaka T, Fukao T:
Development of MLPA and identification of a
heterozygous alu-associated deletion including exons
2-4 in a patient with HMGCL deficiency. The 3rd
Asian Congress for Inherited Metabolic Diseases / The
55th Annual meeting of the Japanese Society for
Inherited Metabolic Diseases. November 27-29, 2013
Makuhari, Japan

68) Hori T, Fukao T, Murase K, Sakaguchi N, Harding
Cary O, Kondo N: Molecular basis of two-exon
skipping (exons 12 and 13) by ¢.1248+5g>a in OXCT1
gene: Further analysis on splicing intermediates. The
3rd Asian Congress for Inherited Metabolic Diseases /
The 55th Annual meeting of the Japanese Society for
Inherited Metabolic Diseases. November 27-29, 2013
Makuhari, Japan

69) Vu Chi Dung, Nguyen Ngoc Khanh, Bui Phuong Thao,
Can Thi Bich Ngoc, Nguyen Chi Mai, Nguyen Thi
Hoan, Yamada K, Takahashi T, Fukao T, Yamaguchi
S: Spectrum and emergency conditions of organic
acidemias Referral Center in Vietnam. The 3rd Asian
Congress for Inherited Metabolic Diseases / The 55th
Annual meeting of the Japanese Society for Inherited
Metabolic Diseases. November 27-29, 2013 Makuhari,
Japan

70) Vatanavicham N, Furui M, Aoyama Y, Fukao T,
Sathienkijkanchai A, Wasant P, Yamaguchi S:
Carnitine-acylcarnitine translocase deficiency: two
neonatal cases with common splicing mutation and in
vitro bezafibrate response. 12th International Congress
of Inborn Errors of Metabolism. September 3-6, 2013
Barcelona

71) Nguyen KN, Chi DV, Nguyen HT, Can NBT, Bui TP,
Yamaguchi S, Fukao T: (P-293) Report of 23 cases
with betaketothiolase deficiency in a Vietnam center.
12th International Congress of Inborn Errors of
Metabolism. September 3-6, 2013 Barcelona

72) Vu D, Nguyen K, Khu D, Bich N, Bui T, Nguyen H,
Nguyen L, Fukao T, Kondo N, Yamaguchi S: Spectrum

of inborn errors of metabolism in the referal center of

north Vietnam. 12th International Congress of Inborn
Errors of Metabolism. September 3-6, 2013 Barcelona

73) Screening for Lysosomal Storage Disorders. The 18th
Annual Meeting of Japan Society of Gene Therapy,
2012.6.30

74) Screening for Fabry Disease in Japan. 4th International
Forum for Lysosomal Storage Disease, 2012.10.5
Tokyo

75) Overview of Japan Newborn Screening Experience for
Pompe 14th  Asia
2012.10.20, Beijing Chaina

Disease LSD Symposium,

76) Screening for Fabry Disease in Japan. 2012 Joint
Conference of Medical Genetics, Genomics & Korean
LSD Symposium. 2012.11.23 Seoul, Korea

77) Newborn Screening in Japan. The 10th Asia-Pacific
Conference on Human Genetics 2012.12.6-8, Kuala
Lumpur, Malaysia

78) EEEEHRBRCBT2MTT I /BT T 7 A
VR L OBERFFIE TR ORS  IAERR, A
o PATRER, =Pk, EREESCR

79) 5 46 Bl HA/NRANGWERFMES 2012 4 9
A 27~29 H

80) 3 cases of Wilsonian fulminant hepatitis in Kumamoto
University. Ken Momosaki, Shiro Matsumoto,
Kimitoshi Nakamura, Hiroshi Mitsubuchi, Fumio Endo
5 S4B A ASERHERHFES 20124 11 A 15~
17 H

81) Treatment plans and genetic counseling for late-onset
ornithine transcarbamylase deficiency. Daisuke

Fujisawa, Hiroshi Mitsubuchi, Shiro Matsumoto, Jun

Kido, Kimitoshi Nakamura, Fumio Endo, Takashi

Ohba, Nawomi Harada, Makéto Yoshino 5 54 [ H

AERRHBEFEFEES 2012411 A 15~17 H

H. fMEEAEE DO HRE B8R RR
BEFEE AL

2. ERFMEER L

3. EMi L

—t






ER 25 EFEEAFBREMREMYE HANERERBEHEER)

SEMRBES

HRBRE : [EATT U URBMEREDRRS A K541 VERERAHIDOREOHR
WE AR KERWIKRFEREFRHUR

HREE

EA 7T ) URBREEOT T, m7 == AT = MfE (5 Phe IUE) #4E5T F Tk Fub 47
Vv (BH4) KIBAEIX, FTAERYA - A7) ==V THTZ ==V T7 7 =VlfEE LTHERIND, F
AR 24 FEEEIXZE DBWIAA BT A 2B L B4 RIBEEDERIRWT 21T W —E DR 5Tz, Tk 25 £
FERHER~ A A2 U == 7 TRAS Nz Bl JAREQBEN A BT A v DIFRIZ OV TRE L7z,
BH4 /KHBE Tl Phe [MLAE D IEHE & [RIRF I RS M E DA FERIEN LD B 5., % Phe MAE DI,
BHA /3805 Tk BHA OB SN ERE 7257, B4 B 5T~ ==L 7 5 = A (fL% Phe ) ®= >
k2 — LRSS R A IR D 7 = =T T = VEIFRENNE L 725, BHA RIBETH RERERIC
L ORRERRER DD ERPLETHD, (TP 7 rt FuF—E 1 (GTPCH) KHBE, 6-E/LRA /L
T hoe FuFT U oaBEsR (PTPS) KRE. 77V -4 a-h e/ —n 7 I URBUKEESR (PCD)
RABSE CIE BHA B 500 L 0 fLrf Phe fEO 22 b — A8 TE B8, Yk Ku 77 Y DU 5TRESR (DHPR)
SCHRAE T Bl B 5T 2 T 7 = 20T 7 = U BIRRABEC /25 2 L i 5, MEEENEOBIR
B, h7a—ATIvitn b= O OMBLERNEOMANLETH D, W7 2—NT D
FITIL L-DOPA & BB R—_DEHI%Z V5 & L-DOPA i 10-15mg/kg DMEERZERGRETH 5,
o b=V OWFEICIX5-E ey U F h7 7> (SHIP) ZAV250%, FENE S Cnignizs
BIED L7 2> bR L, 5-10mgke AMBMEERA SR THS, ZOM, DHPR KHETI
EMRZE ST ZENSL, CORARERORST bUEL 2B, T b OIRRILHAER#N Bk
L. BRABHZBAT L COAERREZ/IT 5 Z LB LETH D,

A. BIEBEK
SR 25 FEEIXIRETA RT7 4 v LRERI %t
FIZHOWTHIZE LT,

B. MiIRAE

BH4 KRIBIEEDIEEN A FT 14 v DIERDTZD
12, 1982 D 2008 FEIZHER A « 2T U —
=V TREIN 4 BECIRELBGBINT
PTPS RIBJE 17 A L. DHPR KRIBJEEE 2 AT
WT BT T e GIREIZB T 5 2flfiE T —
& B FET, IR LIRS R D ONCRIER I
WO EIT> 72,

C. IE#HR
BH4 KIEFE DB T, & Phe IMAEDIERHEIL PTPS

KABRE 17 A2B2 B4 #EIZ IV P T ==
7=l (L Phefli) = b —/LNTE
72o LA L DHPR KIBAED 1 Aik BH4 & 5.721) T
IZIM T Phe fED a2 ha— 3+ TR T x=
NT = UHIBREEOH Ui, MRMeEDE O
FEFEIEIT B4 RIBSE 19 A2 B 7S L-DOPA & 5-HTP
DHFRAEIEEITo Tz, b OIRRITH AR
i bR S AL, BAHNIEAT L T bl s,
FICEWER GBS RBEREL R Th o7z,

D. &%

AT URBERFIECRRIA NI A~
C1d.BH4 KHBIZ 31T 5 & Phe IMAE D VEH I, GTPCH
RIBJE. PTPS KIBJE, PCD KIBJE Tid BH4 %51
X v . DHPR R#BJE TId BH4 #5720 Tl -+ TR



WA T 2= T T = UHIBRR GRS S,
TRAGTEY)VE O FEIEIL, BH4 K4BJE & SR RIBEE
EEFEOW)IF (BEER) CiEATa—AT IV
v b= Ol OFRAGEYE O TR
BThD0, —REIZMIE (EE8R) TiTEI
NTaA—=NT I DOWIRREERT I, BT a—n
7 2 U OFIZIZL-DOPA & v R—RDEHA
ZHWS, 2 b= OB FICILS5- Kr¥ b
U7 h7 7 (SHTP) ZAV508, HmNE X n
TWRWEDRESL LEH TV A M2
95, ZOf, DHPR KIBJE CIIEMRZ & &7z
TZENEL, TOREITEROKRGbNEL R
Do

E. #H

B4 7TV AR L, RN LIAE
BRtA L., BABICRIT L CHARERELRIT A Z
EIMMETH D,



AR 3

BTGB MR M S (B RE TR IEE )
Moe o HREE

T/ BRBEEREEDZEAANTAMERERAT DA RDFE

MEMEE B BEX RAEXRZRZREZRVRNERREZLEH &%

MEEE

HLWHTAERRB A — = ZERICGHEIG LT e R B EIEOIRETARTA L %AE
KT 2ET, TVBRRMETEORPORKRGER THLT ==V b RIEDRZ BT A
RIAVEAER LT, BEATARTANT, BARERRBEFEF2ORWMEERELZESNY
TERRLTZRRITINEL, BIAH TSOITRAEMNA B 7 TR LT,

MEHAE
BIRE SR CRBRTTSLRZE R B E A 7R 5652/

IREZE)

A. BB

PR, # VT A ARBRIC L D8 LWET ARG A
7)== TR L O BRI TR S, JEROT X
U—3EIC X DR ) —=0 7 B ORBIES
ENEBE LR RNESh AR EDX 2, RV
SN BIREHIRRICZET L, HERIBRICE O 5
7 DITIE, BRI L R E R E OB T A
KT A VBT DMNEND D, KFFETIE, 7/
BAMEEEORPORKRWERTHL 7 ==y
R RIEDBET A KT A v (8) 2ER LD TH
HT D,

B. ARAE

BRTA FTA 0 BARERRBEEEZZODHE
EREEBEMMER LIZRRICIE L, WETHRZ VR
L., ESE TSI OIMHEMA 55 ETHER L,

C. IR
R L7 ==V P U REOBEIA KA 0%
w45,

D. Z%
SEEBIO M Phe EAHERFEEF R L OVEEILIELRE
X, 2012 FEICELET STz PKU JREIRS$IUGET R E SR

HFICHEL T, £7-. BHA R E5Z BB L, BRFREL R
Brd B EEORERA LRI b ELE Lz, FriT, A
DEFEERHD, ZMEOBE IR OFITRE O O
AR DN T b il Tz,

E. &R
T BRBMEFEORBNERTHL 7=V
FUOREDZETA R4 21ER LT,

F. RERERIER
2L

G. IRFER
WX FETR

@ Numata Y, Morimura T, Nakamura S,
Hirano E, Kure S, Goto YI, Inoue K.
Depletion of molecular chaperones from the

endoplasmic reticulum and fragmentation of

the Golgi apparatus associated with
pathogenesis in  Pelizaeus-Merzbacher
disease. J Biol Chem. 2013 Mar

15;288(11):7451-66.

@ Horino S, Uchiyama T, So T, Nagashima H,
Sun SL, Sato M, Asao A, Haji Y, Sasahara Y,
Candotti F, Tsuchiya S, Kure S, Sugamura
K, Ishii N. Gene therapy model of X-linked
severe combined immunodeficiency using a

modified foamy virus vector. PLoS One.



2013 Aug 21;8(8):e71594.

Wongkittichote P, Sukasem C, Kikuchi A,
Aekplakorn W, dJensen LT, Kure S,
Wattanasirichaigoon D.  Screening  of
SLC25A13 mutation in the Thai population.
World J  Gastroenterol. 2013  Nov
21;19(43):7735-42.

Watanabe Y, Sasahara Y, Ramesh N,
Massaad Md, Yeng Looi C, Kumaki S, Kure
S, Geha RS, Tsuchiya S. T-cell receptor
ligation causes Wiskott-Aldrich syndrome
protein degradation and F-actin assembly
downregulation. J Allergy Clin Immunol.
2013 Sep;132(3):648-655.e1.

Kakisaka Y, Ohara T, Hino-Fukuyo N,
Uematsu M, Kure S. Abdominal and lower
back pain in pediatric idiopathic stabbing
headache. Pediatrics. 2014

Jan;133(1):e245-7.

® Horino S, Sasahara Y, Sato M, Niizuma H,
Kumaki S, Abukawa D, Sato A, Imaizumi
M, Kanegane H, Kamachi Y, Sasaki S, Terui
K, Ito E, Kobayashi I, Ariga T, Tsuchiya S,
Kure S. Selective expansion of donor-derived
regulatory T cells after allogeneic bone
marrow transplantation in a patient with
IPEX syndrome. Pediatr Transplant. 2014
Feb;18(1):E25-30.

FRER

Kure S. Identification of a susceptibility gene for
Moyamoya disease (MMD), RNF213, 3rd Inetrnational
Moyamoya Meeting, July 12-13, 2013, Sapporo.

H. %NBYEF EEAE D R - B 8RR
1. BEFEE L

2. ERAHEEE GL

3. T 7L



BAEGBREN T E M e (EHRER BRI E)
WFFE o R &

TNAa—ARNT U AR—=F— 1 RIBESEBFEOIRETA RT A&
AN D56 R DAFSE

SEMTTEE NESLE RRAFERRENER #dR

HoEE

TN a—RA KT AR—F— 1 RBIEFEFEFH(GLUT-1DS)iX, MO =R ¥ —RBEETHDH S
VI — 2P HFRERERICI Y AEN RN EIC L VAU D REMERME T, 7 b RIBEIZK Y
TRIEFTRERRB L ZEZ DN T3, 2011 FEOLEERERE L ZOHOEBEMES b HbE T
2014 4 2 H O R T 58 44 (5 26 1], & 31 7l fodk /e U 1 #41.) O ZRFAEZE 2T L. GLUT-1
DS O#FER Z IR Uiz, AWUFFE T, FEEZET 48 fi & F&\> 10 # (REERZUF) DA EF 58
Blastsl Uiz, TRERFEMITITY 1255 (05 1 A ~355 720 A) T, FIERFERIITEY
0.897% (07X 023H~55% 020 A) Tk L, DWIREEILFEYE 8.07/% (05 1 A ~335% 3 0
A) Thotz, 141k GLUT-1 DS BEORBEN L HA L, £% 6 »H ORBE TREETH T,
ZEVME) 10 Bl OREIR,/ MAFELLIL 6 1T 0.4 LT CTh o 7o, IFERITEFIREGES ) 16 61 (F
7V a—X A8k 10 B, IRYR 3 B, WEILAFEREE 1 4. ERERIROL 141, FEAIRER 1B MRk
8 (FRHXME 2 . FREUANEA 6 ) . CTAMAFLME 32 6 (EEVMET VLA 15 B, BRI Vi A
161, IA7a=—%F 4 5. WAORME2H. HHBIEL G, REBIESH) Thol, -
FEERW 4 HICRD bR, TOMICRIEEEBLTN 4 6, BIREN 1HITho7, Fie
58 Bl 6 FUIRABI21~33 ) TH V. TANAFTIEIZIZRIEOIEM,:, %3, EIRE, PR
FRUTHEEHEO TV, NI URR—F —RFEETH HAE TIE, RBIEE - EHORIEI
LR RIIRETH DS, o T, EOX S ROMRBERICH L, BREICHERE, EEFR
BEEBITL, 7 P BEZREICEATIONRETH -2, SEOBN LY., LIRHREST
FEFRKER, BV ETITOVNARE, EBRERFEIED 3 DOMERICER L, HIRREDORS
ETNELEZ T, ETRAFNCE L TUIMEARESEARTANAHS LB L7 EBHRE
AT O MEMENR D D,

i YAk
R SRR FERAF/NER
EEE ENERRE/NEH FEET

HERE AHBRFENIR B2
PIRET KRR IBFREREGEREZ
—/NRARERER
TEALEF KRKRZE - @RKE -« BRER
REFEG/NLFEEFZHER B
FEHERR  WERSNEREERE S F—
bR

AWTEEBY
TNha—AKNT v RAR—F — 1 KB EEFEE
(glucose transporter type 1 deficiency syndrome:

LT GLUT-1DS &HE) (I CANAZEITR LT

HIREIRFMETH DB, Fra—xcfRbo 7 v

Frxzxrd—Jie LTHET 7 b ra&RiE (U

MR 311 ~40 1) PEYOSRRREEL Y.

FHNCIRRBAB TENIXBEORIETR., AHTH

ERESHBFTELAREMELHD, LPLET A

R—Z —REETHDOIAETIT, RHEE - EHO




HEC LD BB ALIIRETH D, EoTED LD
IRAFSIERITS L, REICHERE., B FiREL
AT L. B2k, B8 b oRIEREADFTRED
MR L T&E e, AR > TWDRRAR & B
ROMoTe BT HIOREBRIY . RSB ORAFIOFE
R /NREARZ A O s AN M T o RIE A b IR
L7z,

B.RHIR2HT & iaEREEHI OV T

2011 4F 10 B Iz —RFAEE 2 /N iR P HME
1,004 AIZERM L, 495 A0 AEMREIZENE LR
72 (49.3%), 28 412 GLUT-1 DS 2R BH D |
HUBES 57 £ L TCXEREEZS T, ZKH
EHEIToT-, 2011 4F 12 AR T 334 (5 15 i,
7 18 f) ORFAEEAEUL L, Fak 23 EEEAE
FEBE RS (HAMER BRI ES)

(5318) WFFEEECHE Lz 2), D% OEIE
Bilb o T 2014 4F 2 H DA T 58 44 (55 26 Hil,
Z 31 ), FoakZe L 141 O ZIREREZEEMENT L.
GLUT-1 DS OFIFAER % HFOIMET LTz, SLC2A1
BT H D WVITRMER 3-OMG BV iALGRERIZ X -
THEEDWB Sz 48 Bl & Bev> 10 B (BRERZ W)
EOPTRIG L Uiz, AT~V X EE, BF
ek L ORI ZE O ERfE#H I RS\ T,
SHRE OB T 2 AR L TERKEGEZES.
WoetH 13 OFTB T 2 Sk OREE B S OREHED
EHEfTSh, FAEMRLRIEEES D L IIREH
FIIIHFROBEZHA LS 2 CRBE2EL (K
REFERREREZES ARES : 2304),

CHF7eRE R

FHARHERIL Y 125 5% (0% 1 2°A ~35 5%
7THhH) T, BIERHMERITTEE 0.89 5% (05020 A
~5 % 0 7 A) Ikt L, Wil ¥Y 8.07 % (0
R 1HA~33 34 AH) Thoiz, 14k GLUT-1
DS BEORHM LA L, A% 6 > H OB R TR
HIETH o7z, BV 10 FIlORERR Mk 6
BT 0.4 AT ThoTe, WFMEIRIZFAEA lpod s
L TCWS A EEEE & Uiz, BFIRERESHN
16 6 (A7Y 27 a—xX 2k 10 . IRIE 3 B, WHEL

RriElE 1, ARERIROL 141, S3EMAET LA | g
W 8 (FFARME 2 f, JRELAREA 6 ) . TAMATE
YE 32 ) (FEEWVEIT WA 15 B BRI Wi A 161,
IA T m=—FEAF BORIE2 6. HHRES
B, RIBFEIESH) Thotz, FEEICITREREEN
EROYFRERIZEITH D VIHEL T B0 H
DR FEERDRIER L 25 DIX 4B THo T,
Z DM FEAEMEEB SRS 4 61, BIRFED 161 TH
27,

FIEFERE B & BEIRERED) IS 074 4.5
H (022A~127228) | EERIIFE 2.6 228 (0
MA~T»H) Thole, TAMPARIEITIFEY 8.6
2H (122H~6070A) T, FIERBPNESME T
NWABES 71 A (120A~4800H) . 3471
=—%EE8 A 2Q0A~1504) | BiAEE2
WA A2A~3»A) | EHaEifETe»HE (154
~24 M H) . BT WA 15 AL RIEFEIE 24.8
A (B1A~607H) Thotz, HERHITTEE
787028 (4~12728) | FEEOERLFITEE
29.5 A (10~48 72A) Th-T-,

ARRERERET DL, LEHOMFBAERE LTE
WIREGES), JITRFIE, TADARIE (Fuhia
FIE, BAFME, I 47 o=—%E HWREE)
RKEBENETAZENEELEL LN, O
&9 7FERARD bz HAITiE GLUT-1DS % &
WEEIRIREZ1T O LWERH 5,

SEOZERETIX6 FIOKRAFBOBRENH Y

(21~33 %) . TAMNAFIEITINZ FAEMEDIRH:
KA, IR, VAXRUT ORBEEREBEE L2
BINZFNETNE B, BIEEDAF RO T OHRORBE
T1HIThHoTe, 1ENTRERGE L TH2TH
D, EFCLEECEE TORKBEILZ ST
72 NRZE DT, GLUT-1 DS OREE BN,
ThhA, BRPNEME, RIESHE (G5,
BUPERREE, X b=y N U TR, RIEARHOMREN
BB, FEIMEEME, NRAEM R, R UEMER
BRAE, FBIEMEYAX RO TR EORBE NS Tn
77



GLUTI1DS %, BMO=xAF—REEETH D7
Jb A — 2RISRV A EN RN &I2ED
A U B REHERE T, 1991 4E1Z De Vivo H1IZ L 0 4]
D THE Sz, LR R ENC R eI R IR BKES),
TAMARIETRIE L, FEEBR, HRERET. &
PERREE, /MIMEFH., VR b =T e & ORFRER
BEMTHEEND, FTHTADAREL, B
P& IR TV, R E & IO MERIERZ
RRED 72 DR 2 [T « FEHIRITAEIT L TV )
DEEZLND, BIEE TIZ, FCKkEFLIZKH 200
BIOREFIREN DD, AT b BEECLD
PR D = RV X — A E Z S a— A b
FoARICRASEDZ EMNTE, RIBFEICLD T
A AEEIERCHIR - FWERPUET L EEZ BN
TR, 2R LEWST b UrEFERTHONT
WHDOBRBIRTH S, h T VAR —BEETH
BHAJETIE, REEE - EWORIEIC XS BHRR
IR TH D, 5> T, ED LD RRPIRERICT L,
BHNCHEIRE ., BETRELZIT I PEBRFL T
SHERHD (1), ZHETIE, ILEHTA»LAL
e, ATV 7 —X A8 LT R IREGEE R
VB, EERPRFIENRE SN TV, bRETOR
ERE CIIEFRKESN AT Y 7 v —X ALSMT
IRIE, 1B, IRERKROL72 EOMERH o, TAD
ARG 2 T b o722, TADAMKIE TR
BDEND TANAMEA A LT 1 FILERD - T,
RERERET DL, LIRHOWRERE LTEE
IRERIEE), MIPREIE, CADARE (T A%
B, BAZME, 47 a=—FE, HH5ME) IR
EREBRHETAIZENEELEX bR, 20K
D IRER AR b7 BEITIE GLUT-1DS &
BRRELITOMNERND D, EFOHEITIT, B
GFHREBRZFLZTICT FBOBAREETH
B, ILIREACIE, FhoH (ABHE: ST
—3a27) PEERLETHYENTAFEANETH D,
L, BEE CHAMICATHIRESA RT14 v
ERERZ B DIFRL, 207 FUoBIER B EERL
BRBR CIIEECHY, HETHLA—T U
DHTHD, TTRHIETADAIEALTY B
ITEIES BB TN TR Y . TOREMHIEE

FESNTWB, S%OBEL LT GLUT1-DS &%
WXL TIEEDRED S b— 3 ADLED, iI4FEfE
TAERENREDIENMETH D,

A 6 BIOMAG bR S, B> ETIZ
B IR EMER B T A ADBEIR 2 Sh T
V., ZOXIBREBRNIZREIN TS GLUT-1 E
BINTFET Db DO LR IND, 5% HRARE,
AR TADAGS & EE U ERFEORR. i
WRMEE COMEE - R, EERERRICBT
HEEBFHEEZNLT, BEL WK MERDH DL LE
A7,

F R faRIE )

BICHmE STV,

G.WroE58ER

(DFRCHE

[1]Kaminska A, Oguni H. Lennox-Gastaut

syndrome and epilepsy with myoclonic- astatic
seizures. Handb Clin Neurol. 2013;111:641-52.
[2]Dravet C, Oguni H. Dravet syndrome (severe
myoclonic epilepsy in infancy).

Handb Clin Neurol. 2013;111:627-33.

[38]0guni H, Otsuki T, Kobayashi K, Inoue Y,
Watanabe E, Sugai K, Takahashi A, Hirose S,
Kameyama S, Yamamoto H, Hamano S, Baba K,
Baba H, Hong SC, Kim HD, Kang HC, Luan G,
Wong TT. Clinical analysis of catastrophic
epilepsy in infancy and early childhood: results of
the Far-East Asia Catastrophic Epilepsy (FACE)
study group. Brain Dev. 2013 ;35(8):786-92.
[4]Takahashi Y, Yamazaki E, Mine J, Kubota Y,
Imai K, Mogami Y, Baba K, Matsuda K, Oguni H,
Sugai K, Ohtsuka Y, Fujiwara T, Inoue Y.
Immunomodulatory therapy versus surgery for
Rasmussen syndrome in early childhood.
Brain Dev. 2013 ;35(8):778-85.

[5]Ishii A, Saito Y, Mitsui J, Ishiura H, Yoshimura
J, Arai H, Yamashita S, Kimura S, Oguni H,

Morishita S, Tsuji S, Sasaki M, Hirose S.



Identification of ATP1A3 mutations by exome
sequencing as the cause of alternating hemiplegia
of childhood in Japanese patients.

PLoS One. 2013;8(2):56120.

[6]10guni H. Epilepsy and intellectual and
developmental disabilities. Journal of Policy and

Practice in Intellectual Disabilities 2013;10:89-92.

2.F2%R (W)

[/NELE. DNEEBETADAD MYy 7 A5
55 [A] B AN AR E  S203 2013
[2VhEBLE, NERREES TADA & F D Atypical
evolution, % 47 EIHARTADAFEE~YT VI VY
Fr— TAMABIZE 2013;31:298.

[3]Hirokazu Oguni. Epilepsy and Intellectual and
3rd TASSID Asia

Pacific Regional Conference, Waseda University,

Developmental Disabilities

Tokyo, Japan, August 23.

[4] Oguni H. Semiology in Epilepsy Diagnosis.
The 12th Asian and Oceanian Congress on Child
Neurology. King Faisal Hall, Riyadh, Kingdom
of Saudi Arabia. 14-18 September 2013.

[5] Oguni H. Treatment Strategies for Refractory
Epilepsy of Childhood. The 12th Asian and
Oceanian Congress on Child Neurology. King
Faisal Hall, Riyadh, Kingdom of Saudi Arabia.

14-18 September 2013.

[6] Oguni H. Ketogenic diet for specific epileptic
syndromes—Long-term experiences in TWMU—,
Pre-congress workshop on Ketogenic Diet. The
12th Asian and Oceanian Congress on Child
Neurology. King Faisal Hall, Riyadh, Kingdom
of Saudi Arabia. 14 September 2013.

H AN EEME D HIRE « BRI
1. RaFBts
L

2. RAMER G
mL

3.7 D
L



1.7Vva—A b7 v AR—F— 1 REJFEFEBFER (GLUT1IDS) O22lr - IBEFIEZR

o TPEOED. KRB LR ES TOREENER (TAN A EMRE., MEKHE,
L SRR T)OEEL TORE EE. KR TORE
o SESERREMICY—F GEBAH. HHHEEL. EEEE. TLARE.
| BRE.EEEE. CRFROT. HE EL
o BOFRE (RERERBTANA. SAIO-—KTTAD A RIESEEE
 MORFARSTNEREMARE. RS L EOBRROMRES S EMY

g)
o RIEE
* BEERE (BEEFSIRERS- TADAR
?ﬁﬁi}?@ BEHE. HANETNLI—REIROEL
EED HiERE. EETRE. 7ILa—XBGARE
—a ABLTT BAREA
ThoRBRELS ﬂ%lE?l\*‘://Rﬁ\ %Gl;ﬁz MCT2: 1 B, S8BT M B



B 3

BEAS BN E M e MR ETTIRITIEESE) HHEEREE

DA VERE (RIBE) OREAHA R4 AMERERAHADREDHE

MRS,EE KEEE RIAXRZEZEHIFEZEEM. WEmILmBE/NEED

MREE

Y URBERZY MY ORBICK DHERFNEN S oW (neonatal
intrahepatic cholestasis caused by citrin deficiency, NICCD) & i AFSGE I Y &
hvY v ijfE (adult-onset type 2 citrullinemia, CTLN2) ®2BUZHFEIN5B,
NICCDIRBDH LT EEIEEE R Y 7V Y K (MCT) #5077 h—RH[R
BTHD, SOICEEEICG U TIBAELE & 2 v FIIRA, FriemssmigE 2 Huv 5,
FREFNIIFBESLETH D, CTLN2ITERAKEHERERTHY . 51
TAX=y EAEVEET MY U A MCTR ERRBELNTND, MERIELZHEY
B PNIIITBEREIG Th D, mER - SmIEEZ T TREQRER] 13EEL
TIER bW, YN URBECIEE e ) —fik, B VY v - REERAHIO

BERZIERTH D,

WEHHE

WA s GRALKE/NER IS0y BP0
MEFEIT (REERKFHEEEHRN. BroZ b
sV =w7)

A. HEEM

v URBIEIFY b Y CREBIC K B HAERIFN
JHH 9 o¥#EE (neonatal intrahepatic cholestasis
caused by citrin deficiency, NICCD) &k AFSE II
By bl v E
citrullinemia, CTLN2) @ = DEEMKTEME DR
BERETIRETHD, HEELY M) U REBED
DWTETEZAERR LT, AEEIIREFRIIZY MY
VRBREDIRRATA RT3 A v (R) E{ERT D,

( adult-onset type 2

B. MIEA%E
HBR B3 X ONE A O s 3650 & IR 7T LT,

E7o. BARERNHEEFZSPMEERELZESE
BEOEE - LIBERTA NI A4 (88) Z1Ek
L7z,
(PR ~DELRE)
BB D1 FARBIENTIS L OSCERIC K HFRE A E
ThHY . fwEE TOMEILRY,

C. MIRKHBER

VY URBIEDIRETA KT A 2 (58) IXLUF
DB Th D,

I. FAERBICAIEZ b -4 (NICCD) Dk
A RTA

1) FEHEEEENY U Y R

BEE LT D o R H > THRINA L, fF
Jfil B BRALR D b = RN X — R B T E 2 T HUIRLS
BrYZ7UEY R (MCT) 2#M+5%5, MCT &4
BRIV (FERI V2 BHRICHE) b LW



B A V5,
B - WZEREIEEIE MCT 74— =25
(BAYE 721 ; BSER IV FHRICHE L TAF)
2) ®AT 7 b—RMIERCHFHEREEE N EILE L T
WABEIIEIHN T 7 b —RAEFIRT 5 1289,
#l1 : BAEMASEE MCT 3. (Fk ML-3 ; #%k
IV EERBICHEE L TAF)
MCT A&, #7727 b= EBxREIL TN
%, BiREE OBEISIEITD 5 FVERHEE,
B2 FBEREI L (FRE S L <IEEA 110,
Rk MC-2) 100 mL+MCT A1 /v (HiRdH) 2mL
3) JREMEEHZ I URAME D (B 5 oW EL
T 55E)
A I A (FaaF A® 100~500 IU/kg/H
EZIvD (FAT77a—/1Le)
« 0.01~0.1 pg/kg/ H
X IV E (2T HER®)
BEE 5~10 mg/kg/ H
HFEE 20~50 mg/kg/ B
EE~100mg/kg/ B
IV K (FAY—vmy7e)
2 mg/i#EH~5 mg/ B
4)  FIREH|® (BB O oW BLET 556
INYTFFY o=V (5~15 mg/kg/H)
5) FfEEEmE (FFP) (EHREEREEFENH
LBE)
6) MBHE (2> hr—LTERVIFRERH 5
a)
FEBI D ZENTRRRAS D25, —HDEFI THAERD
ETOIDIBEEZE L6789
7 wmAn ) —ERERORER
FRERRADOFARE, BEEMEOEERTRET
NICCD AERNZH M- 728HAI2iE, Emrn ) —i
WREFER LR,

O. SRBUBRICAREZEONZEE (EG - B
) DIRETA RTA
D =E - BRI R

AR K 51 TR R BR) 13, BRD T8
W TR, BEBERIETHD LEXbRDIE
O, FNEBELRNE T S, EFREIT TII,
ZOBEOERT XNV —ITER : J§E : HE=
15~25 : 40~50 : 30~40 LR D Z LML TV D
(AERNDEEO—RKFIL 15 : 25 : 60) 10 11,
RABOT L a— BRI TH S,
2) MCT A1 v

Z OBV TH MCT A4 VidE %) & O®iE
B b,
3) ENLEVEESRY A

HFAE O NADH % NAD CE#+ 5 Z L % H
BN ELE VERT MU 7 A 0.1~0.3 g/kg/ H D5
RO b, FROUBSLEMOB(AHRE ST

A 12)0
4)  RIMmPE, R TFTREZ 8 CAaENSLEREICER
VT DER

s, IR THE 2 & TRIEALERERICRE
T, EREREOCERK (7 FUERE 5%LLT) %
R 2, ZOBAETORENAEIC R, B
OIZEIEN - BRAMIREEZE/RTD X 51272,

M. BEERBUBICAEZZbNHE (CTLN2) @
VBELTA KT A v
1) BEhol—BEBIOT Y 4 —AeE i

[=

—RIZET E=TMECIREE LTE [BEEA
TOBRE BIO THEEICLS) mbm ) —Hik)
BiaEnsd0n, CTLN2 IZBWTIERTH D 19,
T, MREOHREECTHIEZ VD v - BIER
HH (7) 4 —1%) bIRREBMLIEDLDOTER
"C]}?) 5 14, 15)0
2) BFEE

mARRG - ARRAKY  EEO—RNAFXF—EIG %
40~50 %12 %5, MCT A4 v (kL) O,
3) A

Bk B RA LA

L-7AX= (7% USEEHERD) @ 3~12g/H



AL VERT Y T
HF<Ar 1.5 g/H
Fr7va—2R : 15~60 mL/H

LKL ETEERENGET L, BRO
M@ - REOBETA FT7A 2] IZiRo-iBE

ERIMD 19,
4) JFBAE (= b — VREERIEE)

av hae— A nKEgEREE (A 2B EOERE
%%W\ﬁ%hml@ﬁﬁﬁﬁxﬁﬁ‘%%‘iﬁ
R B O PR D IRE IS E) (IS
B 5 17,1819 20)0

V. A BE OFRME
PUFD 1) BEO 9)EEFL,
i<z & & BIEICT B,
1) BEAERE

(REE A 2BELRNESICT B, A
DT NV 3 — VABERITBEE,
2) 165

AR D TS « REHIOZETA RF A2 1Tk
o T IREEAT
3) B%ODXD/J%OUM;%E
-SRI 1~2 v H Z LIS EORERR (B E.
RE) B, — ARSI F T 2 B, b,
TUvE=T 5Tz 35, FEHUKEIL 1~4 »
AZLICEMRE - RELZFERT 5, 20 LA
JEIE DFEA % SERI BRI —FE R = 2 — % 1T 5,
4) BER

EEED, B - REOER, FEHEOHEE, m
BT U= TE MV M AL A=Y
O EEPRBDSNIHEFEENILETHD, &
ERNAEOBBEE BEESERNIL o> TWRWDRE)
1TV, MCT A LRV E VBT Y U LAD#
Ny CRIE R

e ) —g - (70 4 —ne) EHOER
WDOWTDIERT — ROEER 2 LRT 5,

CTLN2 OIE%

ik
1)

2)

3)

4)

5)

6)

7)

8)

9)

Ohura T, Kobayashi K, Tazawa Y, et al.
Clinical pictures of 75 patients with neonatal
intrahepatic cholestasis caused by citrin
deficiency (NICCD). J Inherit Metab Dis.
30:139-144, 2007

KEBE ~ U O REBEMEOES R
T8 - IREREOBRZIZTNT T BANERZES
MERK 113:1649-1653, 2009

Saheki T, Inoue K, Tushima A, et al. Citrin
deficiency and current treatment concepts.
Mol Genet Metab. 100 Suppl 1:559-64, 2010
Hayasaka K, Numakura C, Toyota K, et al.
Treatment with lactose (galactose)-restricted
triglyceride

and medium-chain

-supplemented  formula for neonatal
intrahepatic cholestasis caused by citrin
deficiency. JIMD Rep. 2:37-44, 2012
FEHAGR FAeRFL. KB, HI, #HE, K
N RiEE 4 HO/NRRERES F 15 )
EFER 446-447 H, 2012 4F

AT, MEFET, mERMES AT
a2 E LZEE 1F 2SO B Y UK
#ENICCD)8 #l D EEARFEIZ OV T A5k X
V7 IEHR 40:19-24, 2004
Okano Y, Ozaki H, et al

Neonatal intrahepatic cholestasis caused by

Tamamori A,

citrin deficiency: severe hepatic dysfunction
in an infant requiring liver transplantation.
Eur J Pediatr. 161:609-613, 2002

AR, MR, dbEEESETIES ARH
IR &% &7z LAEFITFBME % 1T L7 citrin
RIEBIED 1 B Kk I V7 EH#® 40:30-35,
2004

Shigeta T, Kasahara M, Kimura T, et al.
Liver transplantation for an infant with
neonatal intrahepatic cholestasis caused by

citrin deficiency using heterozygote living



10)

11)

12)

13)

14)

15)

16)

17)

donor. Pediatr Transplant. 14:E86-88, 2010
Saheki T, Kobayashi K, Terashi M, et al.
Reduced
citrin-deficient subjects. J Inherit Metab Dis
31:386-394, 2008

Nakamura M, Yazaki M, Kobayashi Y, et al.

The characteristics of food intake in patients

carbohydrate intake in

with type II citrullinemia. J Nutr Sci
Vitaminol (Tokyo). 57:289-245, 2011

Mutoh K, Kurckawa K, Kobayashi K, et al.
Treatment of a citrin-deficient patient at the
early stage of adult-onset type II
citrullinaemia with arginine and sodium
pyruvate. J Inherit Metab Dis. 31(Suppl
2):8343-347, 2008

Fukushima K, Yazaki M, Nakamura M, et al.
Conventional diet therapy for
hyperammonemia is risky in the treatment of
hepatic encephalopathy associated with
citrin deficiency. Intern Med. 49:243-247,
2010

Yazaki M, Takei Y, Kobayashi K, et al. Risk of
worsened encephalopathy after intravenous
glycerol therapy in patients with adult-onset
type II citrullinemia (CTLNZ2). Intern Med.
44:188-195, 2005

Takahashi H, Kagawa T, Kobayashi K, et al.
A case of adult-onset type II citrullinemia -
deterioration of clinical course after infusion
of hyperosmotic and high sugar solutions.
Med Sci Monit. 12:CS13-15, 2006

Kogure T, Kondo Y, Kakazu E, et al. Three
cases of adult-onset type II citrullinemia
treated with different therapies: Efficacy of
sodium pyruvate and low-carbohydrate diet.
Hepatol Res. 2013 doi: 10.1111/hepr.12170.
Kasahara M, Ohwada S, Takeichi T, et al.

Living-related liver transplantation for type

II  citrullinemia wusing a graft from

heterozygote donor. Transplantation.
71:157-159, 2001

18) EFEE, & FEE. BHERZ» AR
BEDBRBYE LR AR Y MV v ME
D165 PNEBERK 65:1010-1014, 2002

19) Takashima Y, Koide M, Fukunaga H, et al.
Recovery from marked altered consciousness
in a patient with adult-onset type II
citrullinemia diagnosed by DNA analysis and
treated with a living related partial liver
transplantation. Intern Med. 1:555-560, 2002

20) Hirai I, Kimura W, Suto K, et al. Living
donor liver transplantation for type II
citrullinemia from a heterozygous donor.

Hepatogastroenterology. 55:2211-2216, 2008

D. &%

VYIS bay RY TEIZHEET 2 T AN
TXVEB-INEI VXYV T THY, U TR -
TARGE VBV Yy hVO—BE LTHIRETAEL
72 NADH BRYEDI har RY T ~Ofkic B
535, TOBEMETT2Z L2 X 0 FRE+
DT AT X UEERZ & NADH BrYEOZEEN
AT, BT vE=T M, NADH/NAD+HD L&,
RHERDP LD RXVF —EEEK TR LI N5,
Z D%, BREOERIITHIAE+ O NADH/NAD*
HAEET S EDREEDEDOR VT R — e T
HD,

FEEEEERIZ NADH/NAD LAk &H 5 7
D, AETIEEAER - BRI EIEEDER &
775, FERRAHEDL NADH 2SI 20 0A
HERLOTHY ., BEL TIEHWT W,
NADH/NAD* L AR T & &2 8y LTz e
VBT MU ULARRALLN TS, £o, BhEDO KX
W R AF—RE LT MCT A4 VB HANSLIB,

NIRETIZ NICCD & #ZWr & v BRIk
CTLN2 ZHIET DERMENRH D, AEDOHREBDOE



fRC X0 EmRRRA - RRAKIE B Z T L. RERICE
BT MCT ZA ), EAEVEEFT M) Y AZRA
52 & T CTLN2 ORI T T X DA RN
T&7z, ¥z, BEOHFREEBEZ LN HEHE, HEE
BRAEE BT D 2 & TROERIEZ BT 5 2 & 03F]
BETHhD, T, B ) —HEROB7 VD V-
BRI AF O FAEERIZ OW T DIEE®T — FO#E
HOBITDHIRETHA I,

—J. BB SN TOVRWREIED Y U » RIBJE
LELFETHIERTFRINTND, REDRH
BWDOTDDR 7 ) —= 7 k&% L. CTLN2
DFFEZE FHIT 2K 2L T D Z & SRR OIS
Th o,

E. #&

¥ b U U RABIEDIRR O EARITER A ETH
Do VMU UREESRHBE D Z LITED .
MCT #A AR BT b U 7 A X BIREN
AR CTLN2 FAEDHLHE & 702 DHIE, FEEIBRAERR
BWET DI L TRIETHRFREE 25, AMEZ B
RBRTDHIEODDOAY ) —= TIEORBENRKRD G
W5,

F. REEIRIER

2L
G. MIEHK
1. WXER

Okano Y, Kobayashi K, Thara K, Ito T, Yoshino M,
Watanabe Y, Kaji S, Ohura T, Nagao M, Noguchi
A, Mushiake S, Hohashi N, Hashimoto-Tamaoki T.
Fatigue and quality of life in citrin deficiency
during adaptation and compensation stage. Mol

Genet Metab. 2013 May;109(1):9-13.

2. BFERR
Ohura T: Current treatment strategy for citrin
deficiency. International Congress of Inherited

Metabolic disease. ICIEM Barcelona 2013.9. 3~6.

H. ZNE0BAEEHEDHIRE - B8R
7L



