(JEr v — 2 BE ) U ME] BRIAFTA

1. REBEE

FEr = 2BE Y M (nonketotic hyperglycinemia, NKH) (MIM605899) iXx. 7
U ¥ fSE (glycine encephalopathy) & & FRIEIL, BRI BH LINICHE F 2 BNIE R O E R
PR L L, ) o fEBEESE R (glycine cleavage system, GCS) DERAIKRIBIZ LY &
5 (1,2), GCSIEM, FF, BhaloI har RUITREEL, 7V vz Z@BkELT
VEVET LML, TOBET Tk ReEER (THF) 2bAF L7 Tk FriER
(methylene THF) %A+ 5 (K1), GCSIXTEAHEETHY, P, T, H, ROLEHE LK
HRINDAODERERP OGRS, P, T, HEBEIXCCSICHREMREREETH D, LER
BENVE CBRKEBRRESR R OB ER ThHE3L B TH 5, DLDREEIL.
BRI JE 72 ¥ % 24 HLeighfME & 72 W NKHIZIZ 2 B 72 (3), P,T,H,LEAZE DT X /B,
BETH, =7 Y o8 REKRMEZR 1LITTT,

N S\_
FUsy o, o H ——
P-cro+ CH2COOH P |
- — -CH=N-CH,-COOH —CH=N-CH,-
NHz g ’ S\“H
l F Mok FOER (THF)
) sh L
P—CHO+H— S- CHz -NH, &T_, 5,10-CHy ~THF *+ NHz+ H-(SH‘ <
AFLFRIERD NAD* NAD* + H*
i

M1 27V rBRREREE

x1 TVVUVBABRRROERERE
; 7 2 2| BB TF \ N .

MRE BT g TR/BIBETR L | nadn
# # 5

PEHRE Glycine decarboxylase 1020 GLDC 25 9p 24

TERE Aminomethyltransferase 403 ANT 9 3p21

HEBHE Hydrogen carrier protein 173 GCSH 5 16 q 24

LE B E Dihydrolipoamide 509 Csl 14 7431

dehydrogenase

NKHO B BR IR 1L, HBEERET. BREEZE, TUhA., BHEEZER., 7280 hmuk
BEENPLINIRD, FRERICBNTZ U VU3 EERE L L C2EEOB X 2 LT
5o—oi FILWBLHFRIC oA T 5 MHMEHREEDE L LTORET, bH—2I

WK E Bt 72 E 5§ A N-methyl-D- aspartate (NMDA) B 7" v 2 I BB /AR
®E%%THXT)/7;ﬁm#5ﬁ%E%kLT@ BThH D, PARMHRERICEBIT HGCS
m\ﬁw&g%ﬁ%@807x%umﬁmﬁ<%ﬁwaTXLDﬂﬁmm&)//ﬁE
WHEAMZ IR TR RN T WD, ZOREZEIZLY, Ml T U > E7 X b e il
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NMDAZY ')V 2 X VRS RAR OB FIBLZE % 5\ TV 5  NKHIZ 33 1T 5 AR e R E IR 0D & JiE 1 e
W, S UV UBEO EFICIAMEMNES ) VU REOE R L2 L NMDASE 25K 0 i T B 78
WWEABEEEELENMEELTVWELDEEZLND (2, 5),

1. B

A EICB T HNKHO FFESEE 1T, $950~10075 A2 1], A6k THRI25 75 H A 2 1481 (2)
B HETREFHAEICIFIRE 6) THHN. 7 4 v T RALERTIEL. 207 HA I 1] & BRI -
TEmW» (7)),

2. ERIRPAE
FHAERBMEARBO 2N H 5,

O #FERE

NKHD80% & & &, HABREFM 2 LH B URNICHELNET, 2, HBERIKT.
FEREE ., 72 EOER TR o0, NICUICAET A Z EREW, FIERBMOmRD TH
REEAL LT, —@MEZ YV UME S IENARAN D D, RIERICIIH AR L
KAV, —BME TITAR-GAMBIZ LA L TWELESCHIKD 7Y & RE
NIEFAL LR DSEE 2V LIk 5 (8-10), #MRBEMTH I, FHERBIV L E
VN,
@ HLIE#

FrAERANTEERICE I L, A%2-127 A THRRET., BEOENL., TV A,
72 EOERPHE L T 2IEMBBZFHIZT L FEA TWD (11-13), AR ~4
MTHRIIBEV, SHR~FEHITIE, HHOITE., EEXW SEERESE (attention
deficit/ hyperactivity disorder. AD/HD)#R1TE). B EIEMSKITHE., 2 F{TE8E THE
WHERT, BENOFEEOHPOENLWERT, KOMOEFMIITADAEZRFON,
KL EBSFET D,

3. HRIRFTR

FARMOES TIX, EMEE B, HRRETRETRET S, ZORFHICIE, &
WEBDIEPNE BMOBEKII D Z 0% (14), TORITWNAER, Bz
BEREEZET D, FAERMCIBITI2BHEEERIL. EETHY, ZLIEHESMSE
BHRTERY, ERES. FRMH., HRERETREOEREZ., MEMETY 2R/ EO
WRFB OO THY | FTWHAERE., HREME, BMEEERZR Z OMERIINMDAS 5K
OWMFREORER LT 5 LEMLLT VW (5), ERICITIEEFEOEMEHEEERORBRL L
TERBRESINTNWDIDOTHA I,

A RBER Tk, MRXE, DEE, PMHEERR EOMERER z&mEICEHTD
(15), BERIZAATSH 528, BAEH . GCSITAM = A B > 4 b B IS 7 & o> 4o 88 8 A 1
KERLTNWD(U6), GCSORISIZEY . T hT7 e FuERNPLAF LT F T FuiEk
&R BT NKHTIL AR E M IR IS 81T 2 EBAHOEHE DM REF ICHT 20T
DA REMETRIR STV 5 (17, 18),

4. BE L2 BRERR
1) MM
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A RBTIL. suppression burst<PhypsarrhythmiaZ 79 (2), FLIEB TIIFE~ DK
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2 ) EAEBCTPMRI

B RBUESI TR, MRREE. DMHRER., MEIRE, WMELKR, RRIZKEEE, 72 &
DRI R BT U EOREFIZED b D (15), FAERE TIE, BEIMRSIRAE TS U v
VERTE—IERHEARETHHIENELL, BT ERD (19),

5. W ORI L T2 D RBRRE

1) Mg/ 7V v v BRE

MmAET Y vV REZEEREOEEBEZZ TSI WD, BRIV YV RBEOEEN LY
ZWHIMRAE 23 v NKHIZEB W TR, 7 Y U BEO ERICHE®R 7Y vV iBED B
ANRFELWCD, BiR/MET ) VU RELPEME /25, EF T OLN0.03KETH
HOER L, HAERBTIIE OER TO. 1282, ARATH0.04LL EE 725 (2),

2) BCT U v MR

HEEA LR WIEL L TRERMECCEAWEI-3C] 7Y VSRR S 5
(20), BOBESNEZ[1-3C]1 7D o3, LI FRT & 9 ICHFIEOGCSIZ L Y BiREE S .
BCO,MIERPICHEH &S 5, E®H T, [1-2C]1 27U L U IRAS%EBEcRES Y &
Y D24% MNER T O ZbikFE E LTRSS D0  NKHE I TIEER F~ D o, 8k H 234
RV, ZOREBITRBREISS R, RATL-BC1 7V v b —REETH LD, £
BRI A v 7 —A Faryr FBRMLEIZRD,
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BHAEFETIZ, GCSOEREAEE2 a— R4 24 00FMLEFD H b, GLDCGEMRF & AMTE R
FIEENBFEIN TS, HT0%IFCLICERFERIZLVRBEL, BV IITEREBTE
BIZE D (21, GLICEBRTFOBEEDOT I Vo 2B RENERT L ALD20~30%% D5
72, £ FMLPA(multiplex—ligation mediated probe application)EIZ CGLDCEAZF DK
KOFELHERT D 22), TDOH, GLICEAMTEEFOZET 7 Vo 2R L, EFEY—7 T
VAT B,

O MLPAYEIZ L AGLDCEBETFORKASZ J—=

KEFHEIZ, BOZ 7 Y UnbBlTRTOZs Y U250 bDFETHRATHY . X
KOWERIE, > ha 2, SWEEEICRLND (22), Z OMFEEICITAIELS 2N B EEICF
ETHED, TheNnT2MEMABRIDBFEREEZLND,

@ V=R HDERBH
ENEICEITH6LDCA DA B FERZITREEN RS, SHEBRFERITIHREIN
TV (21),

4) GCSEEZRIEMERE

GCSIZAFHR. B, M2 CICRBE L TRV, BEENZWICIIAEBRTFZ AW ZG6CSTEMED
HE™MTZ2bTWE), FERIZBENR WD, METHEEFBRENE —BR L
> TW5hH,

6. PWTELYE L HAEE S
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%
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\ REOHBESICEATAFHMUUTORNMNT UM DERRTS)

a BFHE. B, OREGE ICHBEES G0 0
b FFiE. B, DEGEICBRERREENDD 1
(BRELT.ENENDORBHBEEICLIIBREEEZZOHHLD)

c HE.BR.DBGEICHEEREREELIHSD 2

(BRELT. ENTNDRBFEEICLDEKREZRDDHELD)
d IFiE.BR. DEEEICEEREESI LS. HhAVEBIEEEREN 4
HETHD
(BRELT.ZENTNDRBORETLEZRDHDILD)

VI EFOBIL-NMHEEORRE(LULTOENNTAN DERRTS)
B L4 EMNTAIEE

a 0

b MohDNENNE 1

c HEEFOZE{THNMILABLE 2

d £aMBERIBE 4
o= i
INVIETORFMEUVBRERELLICTRRITMERTE T S,
(N4AROEBEMNMDOTHLHDIGE E-fnd
(2)2RULEDIEEAHY. h2MEL-RAEA 6 Ll EDIEE EIiE
B)MRLIRREMN -6 RDIGE hEE
(AOMRLERREN 02 RDIGFE BIE
EFE

1 EBWEBRBIZDWTIERFARSAVESELTHIL
2 EREBEEMLGEYREBIIAARSAVIZERLE-EDETS
3 KEEBEMLBEREBRBEITARSAVIZERLI-EDET S

KW RERVCEEESEOBEISICBIT 2B EFHE

1. WEAZKICHWOERRER, MAEFREICEL T, ZWEE LIZFEROH
ENRWVEEIZE, WTHoORHOobLoEHWTHLELI AW (L,
WSGIRIR DRI Z R TERRIEIRZE Th > T, MRARERLDIZRS),

2. IBEBEBRBICBT2EEESEICOWTE, BHUREFXHEEDO T CTHE
BITPNTWAIRET, BEiE6 » AMTHRLEWVRELZEMSHE T 2
L ET5,

3. 2B, EROBEN LLOBEESFET—EULEZEZLE L2NWETH D
N, BREREEZME TS Z ENMNEREFIZOWVWTIE, EEREEROXR
T 5, :
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FAERYICHEREREZRL. MF 7Y UV BENREFTAIHREANEN SR LE 2D (2),
AFwn CBOEST 2 L CBRMERE OFHBINE TIX, LF ) UBENER
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D BER /M 7Y IR0, 04 B A ARV F e R AEE SN A EE T ALIZEN TE 5,
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8. IRk
A, BUEHITRRE

1) ANTER

AR ORIERICIIRE S OFEF CTHEBERIET - RFREENSRS ., LERNFEERICA
TR Z I K A REEN MR DD, ARMETCICIIERTERERD, HEINAEE
BT EBEWN,

2) FEYIEHR
EEIN T EEYIEEZ LT,
O BEEFEBT MY v A (HIEEC)
BREMBEFEALET VUV IERBE > TRPICHRES A2, BKRNICERE L
TV EBRETHIHMNTRESND, BF. 250 mg/kg/day (533) THEHINIZ B, &
PEHIIZ 12700 mg/kg/dayE CTHASNIZEFABPHRE SN TS (23), HF 7Y > BER
600 nmole/mlPA T2 X5 IR EELXRE T2, BMEHMELWE /6. 250 mg/kg/day THE
F+s, ZUV 3 MEMEMZBBCE WD, MF 7Y v RENMETFLTH, #
W7V BEORTIHEECH D FRMREROG B —EOHRERT I ENE,

@ NDAZFEET v & =R (HREEC)
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HELHHN., RHETFEOUBEDRICE L CTIIEENEHREDL H 5 (25),

@ TV A (FEREC

NKHIZfE S T Wi i, —RICHIT W ARRBICETIE TS S, STt by
LAOFEMERAE LTEZV VUVMERRESN TWAEOER SN2 (26,27), 7= /A
—J, PTERA, ZaAsAYLA V2B IR REAHVLERTWAR, EFAIIZL L HE
IE—E L7,

B. BMEH (ZEH) 1RK

FAERMZRV Y - 2 HAERBMEMCILIER T, ITWHhARICLZTVWhADa v
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BERANWEEI EOHREFFZE LISIRENDZ ENZ NN, RENFARETH-2EF D
WwEI LTS (11),

12. STk
1) Tada K, et al: Hyperglycinemia: a defect in glycine cleavage reaction. Tohoku J

Exp Med 98:298-305, 1969

2) Hamosh A, et al: Nonketotic hyperglycinemia. In Scriver CR, et al (eds): The
metabolic and molecular bases of inherited metabolic disease. Vol.2, 8th ed.
New York: McGraw-Hill, pp2065-2078, 2001

3) Hong YS et al: Identification of two mutations in a compound heterozygous
child with dihydrolipoamide dehydrogenase deficiency. Hum Mol Genet
12:1925-1930, 1996

4) Sato K, et al: Glycine cleavage system in astrocytes. Brain Res 567:64-70, 1991

5 & &R FEF -V RBHTYMmE. VNERAR) VNEAR) REZESIK
Ww [NRERBEBIREDOIZ O OFRREAR 2 | 8B 4 R/NEABEH | RRES, 355-358
H. 20094 '

6) Applegarth DA et al: Incidence of inborn errors of metabolism in British
Columbia, 1969-1996. Pediatrics, 2000, 105(1): e10.

7) Kure S, et al: Identification of a common mutation in Finnish patients with
nonketotic hyperglycinemia. J Clin Invest 90:160-164, 1992

8) Schiffman R, et al: transient neonatal hyperglycinemia Ann Neurol 25:201-203,
1989

— 121 —



9) Luder AS, et al: Transient nonketotic hyperglycinemia in neonates. J Pediatr.
1989;114:1013-5.

10) Aliefendioglu Det al: Transient nonketotic hyperglycinemia: two case reports
and literature review. Pediatr Neurol. 2003;28:151-5.

11) Dinopoulos A, et al: Glycine decarboxylase mutations: A distinctive
phenotype of nonketotic hyperglycinemia in adults. Neurology 64:1225-1227,
2005

12) Flusser H, et al: Mild glycine encephalopathy (NKH) in a large kindred due to a
silent exonic GLDC splice mutation. Neurology. 2005;64:1426-30.

13) Dinopoulos A et al: Atypical variants of nonketotic hyperglycinemia. Mol Genet
Metab. 2005;86:61-9.

1) muEs : B2 X0 HREET, BEFERE2E LB R, AARERRBPRTETFES
ME HEFIN O FZSERRBERFTE~AEZRNOOT T —F ~ | ZW & 1RE A,
60-63H . 20094

15) Dobyns WB: Agenesis of the corpus callosum and gyral malformations are
frequent manifestations of nonketotic hyperglycinemia. Neurology.
1989;39:817-20.

16) Ichinohe A,et al: Glycine cleavage system in neurogenic regions Eur J Neurosci
19:2365-70, 2004

17) Narisawa A, et al: Mutations in genes encoding the glycine cleavage system
predispose to neural tube defects in mice and humans. Hum Mol Genet.
2012;21:1496-503.

18) Pai YJ, et al: Glycine decarboxylase deficiency causes neural tube defects and
features of non-ketotic hyperglycinemia in mice. Nat Commun 2015;6:6388.

19) Heindel W , et al: Noninvasive detection of increased glycine content by proton
MR spectroscopy in the brains of two infants with nonketotic hyperglycinemia.
AJNR Am J Neuroradiol. 1993;14:629-35.

20) Kure S, et al: Rapid and non-invasive diagnosis of glycine encephalopathy by
13C-glycine breath test. Ann Neurol. 59:862-867, 2006

21) Kure S, et al: Comprehensive mutation analysis of GLDC, AMT, and GCSH in
nonketotic hyperglycinemia (glycine encephalopathy). Hum Mutat 343-352,
2006

22) Kanno J, et al: Genomic deletion within GLDC is a major cause of nonketotic
hyperglycinemia. J Med Genet 44:e69, 2007

23) Harmosh A et al: Dextromethorphan and high-dose benzoate therapy for
nonketotic hyperglycinemia in an infant, J Pediatr. 1992;121:131-5.

24) Ohya Y, et al: Nonketotic hyperglycinemia: treatment with NMDA antagonist
and consideration of neuropathogenesis. Pediatr Neurol. 1991;7:65-8.

25) Chien YH, et al: Poor outcome for neonatal-type nonketotic hyperglycinemia
treated with high-dose sodium benzoate and dextromethorphan. J Child Neurol.
2004;19:39-42.

26) Mrrison PF, et al: Valproate-induced chorea and encephalopathy in atypical
nonketotic hyperglycinemia. Pediatr Neurol. 2006;35:356-8.

27) Tsuyusakiy, et al: Paradoxical increase in seizure frequency with valproate in
nonketotic hyperglycinemia. Brain Dev. 2012;34:72-5.

— 122 —



FERROTITICE T % —FH &K



WERROTATICET 5 — &R

=
EERAL | L EA FV4 geko | £ OE 4 |Hhtts | Boh |BERE | =Y
mEE4
iR (BT T U Rk DT, M4 B o/NRIRIESER B 2015 [208
BHE AR 16K
/NEFLE:  [West EfERE SARVER i@ﬁkf/mw EFERE R 2015 |359-362
h— [T
/NEBLE
R
I &5k
ZILF5 O PE R R Lk fERk | B AR PR B B A B R ROR 2015 [9-14
LT (5 IA4F— B ¥ I B B
AL FUR (™
AT F5 I | RGBT R IC KPR ESR |8 AREREKRBITHE A B PR3 2015 [62-65
LT (DI A F— & B RS E B
AUBERR R AR (™)
VDR AIVE Eo
—¥ RIBJE
RAL T I | RAH R I L hiEs: | B AR BB A 5 R 2015 [59-61
LT (DI FF— B B T RE R B
AEER  HERR ()
XVEI(Z ) a4 =
V-1RABSE)
AL I e RGBT E T I KB RS B AREEER B B A B PR T 2015 |55-58
HILBF (DI A4F— B B i S A RE
RIPEER KA (F)
JnahF—EK
18 JE CffF 55 X1V
7)
KibgE (v RV CxARRE ko TEL 1S B O/NRIGESER: B 2015 210-211
g . PERIEEE 16K
5N TEIN
FREE Vv MEEHOBZEFEXEBERE, [V v NEGERK KK ZEKIK 2015 [15-24
I HL Y T BBV R HERE
a4
HFRBE FOoAEBMBEEHEFTRERGE, |V vy MEGERK KK FEKK 2015 |57-63
YRS FEEMS [BEREITA F T HRE
> 7

— 123 —




BREE [FOFRED FREMGE, |V MERBARAZERER 2015 6573
FiEfts RV A F7 RS
v 7
FRERF EFE2I=2=r—FXERE, |y MEGRHIRRKFRRK 2015 (7585
Y3 Y DER PRt  [RRETA R HRS
v 7
BRAEGE TS HERBIE, Ly MEBRBKIRAZARK 2015 [87-93
FRERE e [T A FTHRE
v 7
BERERF |[TADA FREMGE, |y MERBERBRRFRER 2015 |107-119
PR [ K 7|
v J
FREE WEERERE, FREXBERE, |y MEEBRBRAAFEAR 2015 129136
EOEE) RNz [RTA R 7| HERE
v
FREMG JREME BEITEXRBME, |V oy MEEBERBOCFRR 2015 1457156
% P R A N7 RS
v
HFREF [aE@uElR [ FREE, Ly MEGRBRIRKRFERRER 2015 |229-240
P[RR 7S
v 7
FERF KA L E A b IvA REFEL | B A= | HhRE
GEM IEMEIREBZ S > TRAIS |BARER 1143 2101-2105 2015
ELHFEHOFEIERM | RMEE
ShHERREERE B
LR
Maruo Y. et al. A novel large deletion WorldJ  |11(2) 181-184 2015
(exons 12, 13) and a Pediatr
missense mutation (p.G46R)
in the PAH in a Japanese
patient with
phenylketonuria.
FIES =P WNZHIREICKIS T 52> EEMIE 4565775 9656-969 2015
&7 =T UE g
BrElak AT ==L b UIRIE 6% |28-29 2015
[CONWTHA TS
AN
FREEPS AR R E ;J_\L%ﬂﬁa% 68%4% |878-882  [2015
7'(.
Hirano Y, Oguni H, Ketogenic diet therapy [Brain 37(1) 18-22 2015
Shiota M, Nishikawa A, [can improve Dev '
Osawa M IACTH-resistant West
} syndrome in Japan.

— 124 —




PR

Ito Y, Oguni H, Hirano Y,[Study of epileptic drop [Brain 37(1)  |49-58 2015
Osawa M. attacks in symptomatic |Dev
epilepsy of early
childhood - Differences
from those in
myoclonic-astatic
epilepsy.
Tto Y, Takahashi S, Nationwide survey of  [Brain 37(8) |780-789 2015
Kagitani-Shimono K, glucose transporter-1  [Dev
Natsume J, Yanagihara |deficiency syndrome
K, Fujii T, Oguni H. (GLUT-1DS) in Japan.
Fukuyama T, Takahashi |Semi-quantitative Epilepsy |113 34-43 2015
Y, Kubota Y, Mogami Y, |analyses of antibodies to|Res.
Imai K, Kondo Y, N-methyl-d-aspartate
Sakuma H, Tominaga K, itype glutamate receptor
Oguni H, Nishimura S. |subunits (GluN2B &
GluN1) in the clinical
course of Rasmussen
syndrome.
L 2. DE SLE. K (WestiEEREIZXT 95 7 b ﬁf?iﬁ?j 85(4) |131-137  |2015
H & CEEEDEDMEIC OV |[ERRE
S HERS
FEEF. /NELE TFWhABEELRY  VNER 56 (4) 465-470 2015
(rEERE, /NEGLE, NERFabryAlCdo i 25 % (HIEEE 119 17331741 (2015
AR+ EDEREFA.
NE LE Ethosuximide FEEHE 30(8)  |1085-1090 [2015
NE SAE INBTADADRE LR [BETES: 70(6)  [62-67 2015
NE AE RETA»ALEEDX S HEZF 85(2) |33-39 2015
2L TR L TEERT [ERRE
MBI EBESFEDD HESE
R IIEASS FERAHEFEICRT 5 [BIEFE 28 149-155 2015
Z T hw A LEEFR FMOOK
EDOHH
eI AS! TR EFEEICRBT 2 Pk R 18 304-308 2015
cZoovaroidiRke #B

— 1256 —




Kishita Y, Pajak A, Bolar|Intra-mitochondrial Am J 97(5)  |761-768  |2015
NA, Marobbio CM, Methylation Deficiency |[Hum
Maffezzini C, Miniero Due to Mutations in Genet
DV, Monné M, Kohda M, [SLC25A26.
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
Sakai C, Yamaguchi S, |ECHSI mutations cause[Human [36(2) [232-239  |2015
Sasaki M, Miyamoto Y, [combined respiratory [Mutation
Matsushima Y, Goto Y |chain deficiency

resulting in Leigh

syndrome.
Kobayashi T, Minami S, |Acute fatty liver of Journal |41(5) 799-802 2015
Mitani A, Tanizaki Y, pregnancy associated  |of
Booka M, Okutani T, with fetal mitochondrial |Obstetric
Yamaguchi S, Ino K trifunctional protein s and

deficiency Gynaecol

ogy
Research

Vatanavicharn N, Carnitine-acylcarnitine |Brain and|37(7) |698-703  [2015
Yamada K, Aoyama Y, |translocase deficiency: |Developm
Fukao T, two neonatal cases with |ent
Densupsoontorn N, common splicing
Jirapinyo P, mutation and in vitro
Sathienkijkanchai A, bezafibrate response.
Yamaguchi S, Wasant P
'Yamamoto K, Fukuda S, [Acute myositis Pediatric |7(3) 51-53 2015
Mushimoto Y, Minami N,|associated with Reports
Kanai R, Tsukamoto K, |concurrent infection of
Yamaguchi S rotavirus and norovirus

in a 2-year-old girl.
Yamada K, Aiba K, Clinical, biochemical  [Journal [52(10) |691-698 |2015
Kitaura Y, Kondo Y, and metabolic of
Nomura N, Nakamura Y,|characterisation of a Medical
Fukushi D, Murayama K,jmild form of human Genetics
Shimomura Y, Pitt J, short-chain enoyl-CoA
Yamaguchi S, Yokochi K, hydratase deficiency:
Wakamatsu N significance of increased

N-acetyl-S-(2-carboxypr

opyl)cysteine excretion.
WIAEME,, T —, B REAFURES &b BB 55(1)  [23-28 2015
(R, EFIAEL, (LU OVEWR, 2otz A F v~ a VERIR 1%
e JiE D 1451

— 126 —




Watanabe N, Maekawa
T, Ishiguro A, Okuyama
T, Otsu M, Yamada M,
Hershfield MS, Ariga T,
Onodera M.

immune function in
IADA deficiency patient.

B, AT, WEAR (R U —= ZJRIHEE |BA/NE [119(6) [1024-1028 2015
7, TTARER, FEEE,| L =F 0 b (BEEH
ARIER, ILAEE, IRILA NV 8T R T 7 7 —8-E
#, 1L EyER 0 RABSE
MAILFH I 7V 3= R S FEE 472 |94-98 2015
7> B i~
Aoyama Y, Yamamoto T, |Application of Multiplex [Int J Mol |35 1554-1560, |2015.
SakaguchiN, Ishige M, [ligation-dependent Med
Tanaka T, IchiharaT, probe amplification and
QOhara K, Kouzan H, identification of a
Kinosada Y, Fukao T heterozygous
\Alu-associated deletion
and a uniparental
disomy of chromosome 1
in two Japanese patients
with 3-hydroxy-
3-methylglutaryl-CoA
lyase deficiency.
Sasai H, Shimozawa N, |Successive MRI Tohoku J |237 323-327 2015
Asano T, Kawamoto N, |Findings of Reversible |Exp Med
Yamamoto T, Kimura T, [Cerebral White Matter
Kawamoto M, Matsui E, |Lesions in a Patient
Fukao T. with Cystathionine
B-Synthase Deficiency.
R B BHITH% ERABROES |[BAEM (143(10) 2121-2124 2015
FMRE SERMGHERE SME
Mashima R, Okuyama T.|The role of Redox 6 297-310  |2015
lipoxygenases in Biol.
pathophysiology; new
insights and future
perspectives.
Choy YS, Bhattacharya {Identifying the need for [Mol 115 41-47 2015
K, Balasubramaniam S, |a multidisciplinary Genet
Fietz M, Fu A, Inwood A, lapproach for early Metab.
Jin DK, Kim OH, Kosuga|recognition of
M, Kwun YH, Lin HY, mucopolysaccharidosis
Lin SP, Mendelsohn NJ, [VI (MPS VI).
Okuyama T, Samion H,
Tan A, Tanaka A,
Thamkunanon V, Thong
MK, Toh TH, Yang AD,
McGill J.
Nakazawa Y, Kawai T, |Effects of enzyme Clin 161(2) [391-3 2015
Uchiyama T, Goto F, replacement therapy on |[Immunol.

— 127 —




Gaik-Siew C, Miyata R,
Rener-Primec Z, Kato M,
Matsumoto N, Saitsu H.

phenotypes and
genotypes.

Tanese K, Niizeki H, SekiPathological J 42 (7)  |710-4 2015
A, Otsuka A, Kabashima |characterization of Dermatol
K, Kosaki K, Kuwahara |pachydermia in
M, Miyakawa S, pachydermoperiostosis.
Miyasaka M, Matsuoka
K, Okuyama T,
Shiohama A, Sasaki T,
Kudoh J, Amagai M,
Ishiko A.
Bl d— 3 o FOBEEM TR RAIN  67(9)  |1109-1113 [2015
1= and
NERVE
- AT
FEDHES
Fujita M, Sato Y, Predictive power of a PLoS One|10 0128972 2015
Nagashima K, Takahashibody shape index for
S, Hata A. development of diabetes,
hypertension, and
dyslipidemia in
Japanese adults: a
retrospective cohort
study.
Hatakeyama H, Molecular Acta 3(1) 52 2015
Katayama A, Komaki H, [pathomechanisms and Neuropat
Nishino I, Goto YI cell-type-specific disease hol
phenotypes of MELAS |Commun.
caused by mutant
mitochondrial tRNA
(Trp).
Montassir H, Maegaki Y, [Myocerebrohepatopathy (Brain 37(7) 719-724  |2015
Murayama K, Yamazaki |spectrum disorder due to[Dev.
T, Kohda M, Ohtake A, |POLG mutations: A
Iwasa H, Yatsuka Y, clinicopathological
Okazaki Y, Sugiura C, [report.
Nagata I, Toyoshima M,
Saito Y, Itoh M, Nishino
I, Ohno K
Furuta A, Kikuchi H, Property of Lysosomal |Am dJ 185(6) |1713-1723 2015
Fuyjita H, Yamada D, Storage Disease Pathol.
Fujiwara Y, Kabuta T, |Associated with
Nishino I, Wada K, Midbrain Pathology in
Uchiyama Y the Central Nervous
System of Lamp-2—
Deficient Mice.
Tohyama J, Nakashima [SPTAN1 J Hum [60(4) |167-73 2015
M, Nabatame S, encephalopathy: distinct|Genet

— 128 —




Ohba C, Kato M,

De novo KCNT1

Kano K, Asanome A,
Takahashi K, Saito T,
Chinda J, Nakagawa N,
Sato N, Kimura T,
Yahara O, Momosaki K,
Nakamura K, Hasebe N

disease involving
repeated fever,
psychiatric symptoms,
headache, and ischemic
stroke in an adult
Japanese woman.

Med

Takahashi N, Osaka H, mutations in early-onset Epilepsia |56(9)  |121-8 2015
Shiihara T, Tohyama dJ, [|epileptic
Nabatame S, Azuma J, |encephalopathy.
Fujii Y, Hara M,
Tsurusawa R, Inoue T,
Ogata R, Watanabe Y,
Togashi N, Kodera H,
Nakashima M, Tsurusaki
Y, Miyake N, Tanaka F,
Saitsu H, Matsumoto N.
HREE JVWihAE 27 2R P NERES (78(2)  |183-190 2015
IR ORE Uy
Fujisawa D, Mitsubuchi (Early intervention for ~[Pediatr [57(1)  |el1-3 2015
H, Matsumoto S, Iwai M, [late-onset ornithine Int.
Nakamura K, Hoshide R, [transcarbamylase
Harada N, Yoshino M, |deficiency.
Endo F
Soga M, Fusaki N, HPGCD outperforms  [Stem 33 1075-88 {2015
Hamasaki M, Soejima Y, [HPBCD as a potential |[Cells :
Yoneda K, Ban H, treatment for
Hasegawa M, Furuya H, [Niemann-Pick disease
Matsuo M, Yamashita S, {type C during disease
Kimura S, Ihn H, Irie T, |modeling with iPS cells.
Nakamura K, Endo F,
EraT
Nakamura K, MatsumotoDiagnosis and treatment/Pediatr |57(1)  |37-40 2015
S, Mitsubuchi H, Endo F |of hereditary Int.
tyrosinemia in Japan.
Kourogi K, Imagawa E, |Biotin-responsive basal |J Hum |60 381-385 2015
Muto Y, Hirai K, Migita |ganglia disease: a case |Genet
M, Mitsubuchi H, Miyake|diagnosed by whole
N Matsumoto N, exome sequencing.
Nakamura K and Endo F
Sawada J, Katayama T, |A sporadic case of Fabry [Intern |54 3069-3074 2015

— 129 —




Shoji Y, Takahashi T.

Otsuki T, Kim HD, Luan [FACE study group. Brain Epub 2015
G, Inoue Y, Baba H, Surgical versus medical [Dev ahead of
Oguni H, Hong SC, treatment for children print
Kameyama S, Kobayashi jwith epileptic
K, Hirose S, Yamamoto |encephalopathy in
H, Hamano SI, Sugai K |infancy and early
childhood: Results of an
international
multicenter cohort study
in Far-East Asia (the
FACE study).
Yamada K, Kobayashi K, |Clinical, biochemical  [Brain 38(3) |293-301  [2016
Bo R, Takahashi T, and molecular Dev.
Purevsuren J, Hasegawa (investigation of
Y, Taketani T, Fukuda S,|adult-onset glutaric
Ohkubo T, Yokota T, acidemia type II:
Watanabe M, Tsunemi T,|Characteristics in
Mizusawa H, Takuma H, comparison with
Shioya A, Ishii A, pediatric cases.
Tamaoka A, Shigematsu
Y, Sugie H, Yamaguchi S
Bo R, Hasegawa Y, A fetus with Molecular|6 1-4 2016
Kobayashi H, Taketani |mitochondrial Genetics
T, Fukuda S, Yamaguchi jtrifunctional protein and
S deficiency: Elevation of [Metabolis
3-OH-acylcarnitines in |m
amniotic fluid Reports
functionally assured the
genetic diagnosis.
Kohda M, Tokuzawa Y, |[Comprehensive PLoS 12(1) 1005679 (2016
Kishita Y, Nyuzuki H, |Genomic Analysis Genet
Moriyama Y, Mizuno Y, |Reveals the Genetic
Hirata T, Yatsuka Y, Landscape of
Yamashita-Sugahara Y, [Mitochondrial
Nakachi Y, Kato H, Respiratory Chain
Okuda A, Tamaru S, Complex Deficiencies.
Borna NN, Banshoya K,
Aigaki T, Sato-Miyata Y,
Ohnuma K, Suzuki T,
Nagao A, Maehata H,
Matsuda F, Higasa K,
Nagasaki M, Yasuda d,
'Yamamoto M, Fushimi T,
Shimura M,
Kaiho-Ichimoto K,
Harashima H, Yamazaki
T, Mori M, Murayama K,
Ohtake A, Okazaki Y
Noguchi A, Nakamura K, |Clinical and genetic Pediatr |— 2016
Murayama K, Yamamoto ffeatures of Japanese Int.
S, Komatsu H, Kizu R, |patients with lysinuric |[Epub
Takayanagi M, Okuyamalprotein intolerance. ahead of
T, Endo F, Takasago Y, print]

— 130 —




Matsumoto S, Momosaki
K, Mitsubuchi H,
Shimazu T, Sugawara K,
Endo F, Nakamura K

Gaucher disease using |Int

next-generation
sequencing.

Noguchi A, Nakamura K, |Clinical and Genetic Pediatr in press
Murayama K, Yamamoto|Features of Japanese |Int
S, Komatsu H, Kizu R, [Patients with Lysinuric
Takayanagi M, Protein Intolerance.
Okuyama T, Endo F,
Takasago Y, Shoji Y,
Takahashi T
Nakamura K, Kido J, Clinical manifestations |J Hum in press
Matsumoto S, and growth of patients |Genet
Mitsubuchi H, Endo F |with urea cycle
disorders in Japan
Kido J, Matsumoto S, Plasma exchange and |Hepatol in press
Momosaki K, Sakamoto |chelator therapy rescues|Res
R, Mitsubuchi H, acute liver failure in
Inomata Y, Endo F, Wilson disease without
Nakamura K liver transplantation.
'Yoshida S, Kido J, Prenatal diagnosis of  [Pediatr in press

— 131 —




FEHSR DT - BRI



