WFIERCR O TITIZEE 5 —F3k

EEan
=R
FHE R4 LKA Mg [EE2RO = B 4 (A RS (HERRAE N
4
Dt EAs T2 2 [ SR TR O TIHILER 0L 2023 [268-274
5 e RACH %
HIE
T D e [lE7 B R 52 K 57 B 7 s gk T oo L EN AR 2023 318-319
R i S AN 5 P KA R
BHFHE | T
{ELES il W SR T M E 2 FH i SRR TR O FIHILES 2023 [261-267
5 P KA
FIE-v~v U~
W D) D
FEESESY ] 73 W~ — h —|Em gk TR T ILELE R 2023 114-121
B 5] 5 e KA 5
WHE Y~ U
~ZWOEND
HRAG IE PRow 3 Bl B i — |7 Ak ¢ R T ILEE R 2022 176-185
R, SEE IS, % e RACHT R
AR EE) WIE— < ¥
~ZWr O D
Al == I1. %t KA 3 82| T/NRNE ) P %R B2 U = 24 [ 2022 84-91
R K |10.2 ha RU 7| [/ NEAE (o772 D jFE e
AN A M Z B SRS
i
R AZET WERRE I RORE S VR N B SE S E R BB 2 R IR R AL [ 2022 203-209
97 & LT FTES DT D JE fE
A3 ET
B 6
T e e [ b ARACHE B T/NRPNERL ) PN IR B8 B B A [ 2022 112-118
T | [/NEAREL |0 7= 6D D ¥ fiE
& B A&/ KETH6
i i
R ERE T EICHRRZAE PR OHE, RS B o/NRIRESERE K 2020 261 262
St W 54 R FE LTI
5 —
OB VYRR AARTRER IV 7R 2 V7 R & TR R 2020 33-35
MRHE LEMBEEE T A K7 vkt
= 7
{ELES Wl AR~ 227 ) etk NIRRT MR AL RO 2022 [270-274
— = T ORI GIR Controversy
B2V L wn
DH?
(LG Il AR~ 227 Vit A el b, TR TR~ =Mls HOT 2023 280
—=7 AR BE, AT E|= T L
A




HREE Lennox-Gastaut JEEBFHF—BS  Fro%E - Fracph &L |[HE 2022 204-213
ottt DB ANRT
WILA s TAD
oo R
—Classificatio
n and Practice
HRERG TADA K E—, BN IER 2R ERA R 2022 632-641
fr— =, gtz vyt
FEF, HEHE
AL TE R,
T ¥ JuE 7,
HREE, &
FHE T, Bk
=, Ok,
Ei
=
HAREE M2 PEEE (R EES R - KA —, B V2R 2 R Feh A s A [ 2022 697-702
BRI EET) Ar—Z, ta#Hzyk'r 2
FE =, 7 W
AL B,
T8 LB A,
HREGE, =
HE 1, Ak H
E, K,
& EME, &
=
EAR¥E—  |Wilsonss THIZER I Ao 6 PN B 2| R AR R AL (O 2022 [293-296
Wrony K7y
4
iR ibd P JBR S & B2 W JaSMIn & 13 R 2022
TV LHI NG L ¥eoBl fC &
72 UWNIR R AT RE 70 A No.67
RAREH L E.
(FHRRE 4 S E 28 L IK] 2020 4 JEJaSMIn  [HUR 2021 20-24
THAET D MIE ~ JaSMIn & 1555
AR IE ~ BplEeE Y —
AN
ER B P SR EPKD  HE 7 =5V HEEg R 2021 382-389
il =E H e 2w K NIEE
B D 2T -
1R
rL = FiamolRE 53 MHA/NRERYNEREZ - ICUA T 1 B[R 2021 161-167
= AN ET BRI S By 27w 75pL « 4
POy« fREPR > A« A >
SRR 2 —F g
%




RS N R BEEENENG| R AN R R N R | A T o R 2021 81-88
Fige BEIZEs ICUE v 7 7L« 14 =
DAV AN SRR G4
TN |HZ —F =
SRCEER]
HRERE FOXG1 /R EIE (JoE 4 57 Bl il 4 T2 5 B2 W & 15[ 2021 56-57
KIEIRettEMERE). (W 78 2 i Bh st AR A [fE
76 MR OB
R
(Ve VR R
A A X
~TIHREDD
Wr - JR3E - BFSE
AT MRES
Bt
HREE 7V & VIR RAE VRLE AR 57 8 B 2l 5 T 32 5 B2 W & IR 2021 78-79
(GA1) HF 92 2 4l Bh fnitE R A [t
e V5 PE PR BB
R 7T 3|
N EA=REPLSE
AR E 2 X
T HEROZ
Wr - Y59 - WF9E
AT MES
B
1EKH— T4V R (P LRI KIED |4 H OB REIESER 3R 2021 792
v RGINESE) fan
FHieEE T a—A KT JaSMIn & 13 R 2020
AR—H— 1K ¥roBl FC &
JiE. ARG RE DY R No.42
K CHIE 9 5 BN E
~ R ME ~
£ RN A—=T)vvua sy kO R, V5 B O/NRIRESER: R 2020 192-193
PRIE R 17
i
A E/RI b FU T ERIL £ /NRE 8 B FHAT 0 DIV EHK 2020 172-176
=, =M R R {—, =% FF1 MOOK K
AL = T ha v RUTEKD B, TS B O/NRBZIESERE [ 2020 194-195
B IE S, WL 5L, RIS
ik H—




Gt o 2 by RUTBEEPK D HE, iAES B O/ RIRESER:  [HR 2020 196-197
(b B e St IR LBL, TR &

T —
ITRE . JHEE R S L 7 1B | B A/ VR R SRR R S L 7 TR W & TR IR U 2020 4> 143 2
PETER, AT KT v T a1 s SR A R 7 vl —
N, i (UEW) | IR

WEH L7 4

ERHEEE S
B O fE-. &SLC7A 7 KIEJE H A B PR 8 | B A g PR AL | O 2020 233-235
BB I, i 5 RIS
fih P R AR
O VYU RMEEAAR Bk 2 L 7 HWr & 1B U 2020 33-35

M

A KT w7

(as




FERE KA i A A R4 KD By ~— | RS
Thompson MD, Li X, | Excluding Digenic Genes 14(2) 359 2023
Spencer-Manzon M, | Inheritance (Basel).

Andrade DM, of PGAP2 and PGAP3 Varia
Murakami Y, nts in Mabry Syndrome
Kinoshita T, (OMIM 239300) Patient:
Carpenter TO. Phenotypic Spectrum
Associated
with PGAPZ2 Gene Variants
in Hyperphosphatasia with
Mental Retardation
Syndrome-3 (HPMRS3)
Liu YS, Wang, Accumulated precursors of | J Cell Biol. 222(5) e20220 | 2023
Zhou X, Zhang L, specific GPI-anchored 8159.
Yang G, Gao XD, proteins upregulate GPI
Murakami Y, Fujita | biosynthesis with ARV1
M, Kinoshita T.
Nabatame S, Association between J Neurol Sc1 | 447 120597 | 2023
Tanigawa J, cerebrospinal fluid
Tominaga K, parameters and
Kagitani-Shimono developmental and
K, Yanagihara K, neurological status in
Imai K, Ando T, glucose transporter 1
Tsuyusaki Y, Araya deficiency syndrome
N, Matsufuji M,
Natsume J, Yuge K,
Bratkovic D, Arai H,
Okinaga T,
Matsushige T,
Azuma Y, Ishihara
N, Miyatake S, Kato
M, Matsumoto N,
Okamoto N,
Takahashi S,
Hattor1 S, Ozono K.
Nakamura S, Ito Y, Establishment of a flow MGM reports | 34 1-7 2023
Hayakawa H, Aoki cytometry screening method
S, Yamagata T, for patients with glucose
Osaka H. transporter 1 deficiency
syndrome.
Ogawa K, Tanigawa | Epilepsy with myoclonic Seizure 106 Sep-77 | 2023
J, Mukai M, absence presenting with
Tominaga K, unilateral jerks: A case of
Kagitani-Shimono 2q13 microdeletion
K, Nabatame S, syndrome.
Ozono K.
R Wilson %7 NENEL, KE | In press 2023
e T—FA
ALl /it
2 FEM TGN
k4, | c.116G>A, p.(Arg39His) & | IiaERIRE | 3 36-44 | 2023
th, dEAET, B | BEAEANY TV BFEES | NERRMERS

KM, T A
T, I B, i
W, W5 W, fam
AFET

e PEARIR 2 1 5 Wk
T VR RRE D hili 23 51




PIE WAEWRA 7V —=THED | THIEYY Y | 529 FlIklH | 2023
BUR L A4 B DR —F

RHAT T BEFRMITIEL 9 2R | BRMESNFEE | 131 428-430 | 2023
B P

Saffari A, Kellner M, | The clinical and molecular Brain 2022

Jordan C, spectrum of ZFYVE26-

Rosengarten H, Mo | associated hereditary

A, Zhang B, Strelko | spastic paraplegia: SPG15.

O, Neuser S, Davis

MY, Yoshikura N,

Futamura N,

Takeuchi T,

Nabatame S, Ishiura

H, Tsuji S, Aldeen

HS, Cali E, Rocca C,

Houlden H,

Efthymiou S;

SYNaPS Study

Group, Assmann B,

Yoon G, Trombetta

BA, Kivisikk P,

Eichler F, Nan H,

Takiyama Y, Tessa

A, Santorelli FM,

Sahin M, Blackstone

C, Yang E, Schile R,

Ebrahimi-Fakhari

D.

Kashiki T, Kido J, Mitochondrial DNA Brain Dev. 44(1) 56-62. 2022

Momosaki K, depletion syndrome with a

Kusunoki S, Ozasa mutation in SLC25A4

S, Nomura K, Imai- | developing epileptic

Okazaki A, encephalopathy: A case

Tsuruoka T, report.

Murayama K, Koga

Y, Nakamura K

Kanamori H, A case of endomyocardial Cardiovasc 60 107453 | 2022

Yoshida A, Sasai H, | biopsy-proven early stage Pathol.

Miyazaki T, Mikami | cardiac involvement in

A, Okura H. heterozygous Fabry disease

Ishida M, Maki Y, The ethanolamine EMBO Rep, eb4352 2022

Ninomiya A, Takada | phosphate on the second

Y, Campeau P, mannose as an alternative

Kinoshita T, bridge in GPI anchored

Murakami Y proteins: Implications in the
study of inherited GPI
deficiency

Takahashi Y, Ota A, | Different Epilepsia 7(1) 85-97 2022

Tohyama J, Kirino T, | pharmacoresistance of focal | Open

Fujiwara Y, Tkeda C,
Tanaka S,
Takahashi J,
Shinoki T, Shiraga
H, Inoue T, Fujita H,
Bonno M, Nagao M,
Kaneko H.

epileptic spasms,
generalized epileptic
spasms, and generalized
epileptic spasms combined
with focal seizures.







Inoue Y, Hamano SI, | Burden of seizures and Epileptic 24(1) 82-94 2022
Hayashi M, Sakuma | comorbidities in patients Disord
H, Hirose S, Ishii A, | with epilepsy: a survey
Honda R, Tkeda A, based on the tertiary
Imai K, Jin K, Kada | hospital-based Epilepsy
A, Kakita A, Kato M, | Syndrome Registry in
Kawai K, Kawakami | Japan.
T, Kobayashi K,
Matsuishi T, Matsuo
T, Nabatame S,
Okamoto N, Ito S,
Okumura A, Saito A,
Shiraishi H, Shirozu
H, Saito T, Sugano
H, Takahashi,
Yamamoto H,
Fukuyama T, Kuki I.
Kishimoto K, Ketogenic diet for focal Epileptic 24(4) 726-8 2022
Nabatame S, epilepsy with SPTAN1 Disord
Kagitani-Shimono encephalopathy.
K, Kato M, Tohyama
J, Nakashima M,
Matsumoto N,
Ozono K.
Salinas-Marin R, Functional characterization | Front Genet. | 13:971473 2022
Murakami Y, of a de novo c.145G>A
Gonzalez- p-Val49Met pathogenic
Dominguez CA, variant in a case of PIGA-
Cruz-Munoz ME, CDG with megacolon
Mora-Montes HM,
Morava E, Kinoshita
T, Monroy-Santoyo
S, Martinez-Duncker
1.
Kido, J., Sugawara, | Pathogenic variants of Frontiers in 13 DOI: 952467 | 2022
K., Sawada, T., ornithine transcarbamylase | Geneticst 10.3389/fg
Matsumoto, S., deficiency: Nation-wide ene.2022.9
Nakamura, K. study in Japan and 52467
literature review
Hattori A, Okuyama | Maternal uniparental Hum Genome | 9(1) 32 2022
T, So T, Kosuga M, disomy of chromosome 7 Var.
Ichimoto K, underlying argininosuccinic
Murayama K, aciduria and Silver-Russell
Kagami M, Fukami | syndrome.
M, Fukuhara Y.
Nohara F, Tajima G, | MCAD deficiency caused by | Human 9(1) 2 2022
Sasai H, Makita Y compound heterozygous Genome
pathogenic variants in Variation
ACADM
Mashima R, Physiology and Int J Mol Sci. | 23(4) 1963 2022

Okuyama T, Ohira
M.

Pathophysiology of Heparan
Sulfate in Animal Models:
Its Biosynthesis and
Degradation.




Shichinohe N, Sequential hydrolysis of J Biol Chem. | 298(12) 102640 | 2022
Kobayashi D, Izumi | FAD by ecto-5' nucleotidase
A, Hatanaka K, CD73 and alkaline
Fujita R, Kinoshita phosphatase is required for
T, Inoue N, Hamaue | uptake of vitamin Bz into
N, Wada K, cells
Murakami Y.
Wada Yoichi, Arai - B - Galactosidase therapy J Inherit 45 334-339 | 2022
Ichinoi Natsuko, can mitigate blood galactose | Metab Dis
Kikuchi Atsuo, Kure | elevation after an oral
Shigeo lactose load in galactose
mutarotase deficiency.
Kido J, Haberle J, Clinical manifestation and J Inherit 45(3) 431-444 | 2022
Sugawara K, long-term outcome of citrin | Metab Dis.
Tanaka T, Nagao M, | deficiency: Report from a
Sawada T, Wada Y, nationwide study in Japan
Numakura C,
Murayama K,
Watanabe Y, Kojima-
Ishii K, Sasai H,
Kosugiyama K,
Nakamura K.
Satomura Y, Bessho | Novel gene mutations in J Med Case 16(1) 60 2022
K, Nawa N, Kondo three Japanese patients Rep
H, Ito S, Togawa T, with ARC syndrome
Yano M, Yamano Y, associated mild phenotypes:
Inoue T, Fukui M, a case series.
Onuma S, Fukuoka
T, Yasuda K, Kimura
T, Tachibana M,
Kitaoka T,
Nabatame S, Ozono
K.
Yuka Tanabe, Kenji | Free Carnitine Levels Journal of 7(1) 18-26 2022
Yamada, Shigeki During Cardiac Peri- Pediatric
Nakashima, Kenji Operative Periods with Cardiology
Yasuda, Maiko Cardiopulmonary Bypass in | and Cardiac
Tachi, Yoshifumi Pediatric Patients with Surgery
Fujimoto, Hironori Congenital Heart
Kobayashi, Takeshi | Diseases_Secondary
Taketani. Publication
Osawa Y, Kobayashi | The frequencies of very Mol Genet 136(1) 74-79 2022
H, Tajima G, Hara long-chain acyl-CoA Metab

K, Yamada K,
Fukuda S,
Hasegawa Y, Aisaki
J, Yuasa M, Hata I,
Okada S,
Shigematsu Y, Sasai
H, Fukao T,
Takizawa T,
Yamaguchi S,
Taketani T.

dehydrogenase deficiency
genetic variants in Japan
have changed since the
implementation of
expanded newborn
screening.




Yamada K, Osawa Y, | Clinical and molecular Mol Genet 14;33:1009 2022
Kobayashi H, Bo R, | investigation of 37 Japanese | Metab Rep 40
Mushimoto Y, patients with multiple acyl-
Hasegawa Y, CoA dehydrogenase
Yamaguchi S, deficiency: p.Y507D in
Taketani T. ETFDH, a common
Japanese variant, causes a
mortal phenotype
Uryu H, Migita O, Automated urinary Mol Genet 33 100921 | 2022
Ozawa M, Kamijo C, | sediment detection for Metab Rep.
Aoto S, Okamura K, | Fabry disease using deep-
Hasegawa F, learning algorithms.
Okuyama T, Kosuga
M, Hata K.
Fujisawa C, Kodama | Early clinical signs and Mol Genet 31. doi: 2022
H, Sato Y, Mimaki treatment of Menkes Metab Rep. 10.1016/;.y
M, Yagi M, Awano H, | disease. mgmr.202
Matsuo M, Shintaku 2.100849.
H, Yoshida S,
Takayanagi M,
Kubota M,
Takahashi A,
Akasaka Y.
Kawabata K., Kido A case report of two siblings | Molecular 32 100892 | 2022
dJ., Yoshida T., with hypertyrosinemia type | Genetics and
Matsumoto S., 1 presenting with hepatic Metabolism
Nakamura K. disease with different onset | Reports
time and severity.
Sawada T., Kido J., Newborn screening for Molecular 32 DOI: 100908 | 2022
Sugawara K., spinal muscular atrophy in | Genetics and | 10.1016/}.y
Yoshida S., Ozasa S., | Japan: One year of Metabolism mgmr.202
Nomura K., Okada experience. Reports 2.100908
K., Fujiyama N.,
Nakamura K.
Kuwayama R, Establishment of mouse Nat Commun | 13(1):3107 2022
Suzuki K, model of inherited PIGO
Nakamura J, Aizawa | deficiency and therapeutic
E, Yoshioka Y, Ikawa | potential of AAV-based gene
M, Nabatame S, therapy
Inoue I, Shimmyo Y,
Ozono K, Kinoshita
T, Murakami Y
Kuwayama R, Establishment of mouse Nat Commun | 13(1) 3107 2022
Suzuki K, model of inherited PIGO
Nakamura J, deficiency and therapeutic
Aizawa E, Yoshioka | potential of AAV-based gene
Y, Ikawa M, therapy.
Nabatame S, Inoue
KI, Shimmyo Y,
Ozono K, Kinoshita
T, Murakami Y.
Kagitani-Shimono Extension of microglial Neuroimage 37 103288 | 2022
K, Kato H, Soeda F, activation is associated with | Clin

Iwatani Y, Mukai M,
Ogawa K, Tominaga
K, Nabatame S,
Taniike M.

epilepsy and cognitive
dysfunction in Tuberous
sclerosis complex: A TSPO-
PET study.

10




Kinoshita Y, Severe metabolic acidosis Pediatr Int doi: e14879 | 2022
Momosaki K, with cardiac involvement in 10.1111/pe
Matsumoto S, DNM1L-related d.14879.
Murayama K, mitochondrial
Nakamura K encephalopathy.
Nabatame S The anatomical and Pediatr Int 24(1) e15091 | 2022
functional rationale for
conducting dysphagia
rehabilitation.
Mori T, Ishikawa A, | Anovel PHKA2 variant in a | Pediatr Int. 64(1) e14839. | 2022
Shigetomi H, Japanese boy with glycogen
Fukuda T, Sugie H storage diseases type IXa
Sasai H, Goto H, Long QT as a first sign for Pediatr Int. 64(1) el4752 | 2022
Kawashiri M, propionic acidemia in a 10-
Kuwahara T. year-old girl
Kinoshita Y, Severe metabolic acidosis Pediatr Int. 64(1) el4879 | 2022
Momosaki K, with cardiac involvement in
Matsumoto S, DNM1L-related
Murayama K, mitochondrial
Nakamura K encephalopathy.
Suzuki T, Ito Y, Ito Quantitative Three- Pediatr 132 23-26 2022
T, Kidokoro H, Dimensional Gait Neurol
Noritake K, Hattori | Evaluation in Patients With
A, Nabatame S, Glucose Transporter 1
Natsume J. Deficiency Syndrome.
Iwai M, Yoshimatsu | Procalcitonin is associated Pediatr doi: 2022
H, Naramura T, with postnatal respiratory Pulmonol. 10.1002
Imamura H, condition severity in /ppul.2
Nakamura T, preterm neonate. 5846.
Sakamoto R, Inoue
T, Tanaka K,
Matsumoto S,
Nakamura K,
Mitsubuchi H
Sugihara K, Yuasa Severity estimation of very- | Pediatr Res 8-Feb doi: 2022
M, Isozaki Y, Hata I, | long-chain acyl-CoA 10.1038
Ohshima Y, dehydrogenase deficiency /541390
Hamazaki T, via 13C-fatty acid loading -022-
Kakiuchi T, Arao M, | test 01979-z
Igarashi N, Kotani
Y, Fukuda T,
Kagawa R, Tajima
G, Shigematsu Y
Wang Y, Menon AK, | Genome-wide CRISPR Proc Natl 119(14) e21150 | 2022
MakiY, Liu YS, screen reveals CLPTM1L as | Acad Sci 83119
IwasakiyY, Fujita M, | a lipid scramblase required | USA
Guerrero PA, Varén | for efficient
Silva D, Seeberger glycosylphosphatidylinositol
PH, MurakamiY, biosynthesis.
Kinoshita T
Bre ndk, A B | e RVEGHRFIEDHRE L 1A | New Diet 38(1) 25-31 | 2022
&, VAR &5 . Therapy
il = Bikim BFERBIRIEOI b | EFOHDH | 282(5) 391-398 | 2022
a2 RU T
THKE— Wilson J# /NRNE 54 1627- | 2022
1634
g U ¥ U RMEER AR TAE /NENFE 54 80-83 | 2022

11




fEHATT AT v‘éfr‘ocd\ Ry | ANENE 54 622- 2022
JEFREBOJRHE « BHL R 1626
EIEiY *%J?Jﬁ

Rl == F—2 by FUTIROMEE | /NENE 548(4) 539 - 2022
EEE 543

AEEHE AN BT 2 B2/ NE% | NERNE 54(9) 1618- 2022
JER B OIRRE « B e RR 1621
BEY, 7= N UIRIE

gy =5 [VNREBRZEO - DR | /NENEE 54 (1) 36-43 2022
AP 3 SGTH 6 ] R
REHERY, 7z=AT7 7=V
R E

BRI, F)ILT, 5 | /NEEBZEO =D O JkE /NN 54 (14) 101-105 | 2022

L YEE N 3 7o A ERIIE

M B— H T 7 h—AMIE /NENEL 54(1) 210-214 | 2022

R ERET Menkes 5. occipital horn /NRNE 54(1) 229-233 | 2022
SEMERE

£ JRHEN RE S AT U RIE HEE L IR 71 746-749 | 2022

ey —HARE R KAESE BIEE LR 71(2) 65-72 2022

FH AR, Ak e Galactose AA~Z27 |32 47-51 2022

. @&, fiE | mutarotase(GALM)KABIED | V —=1 7%

Seth, EPETEES . M| dliEh Dk

i, RN

ERFEN., MAEs | AT AFURIE LRI HE | HEA~A RS | 32 260-269 | 2022
W 227 ) —= J—= 7%

LA, AT ERS, | PRI OFER Y T A R Emkvx;w 32 (3) 318-324 | 2022

4 5 S % = M A2y ) —= v T BtGREIE DR | )V —=2 7%

75, @B, JRE WA B e 5T

—, (LSRN, #IAE

% HE, Elﬂﬁ(i—

SHEZ, B BRI D B DMEE | HR~ARXZ | 32 298-307 | 2022

B, HPfazE, HF %Fﬁb\f_7/( IS —=DIJ/A T | V—= T

S NN AT N V—=V T OMBEERBED v | 25

WiEthE, RN A 7 {EOfE}

(SR, A ET FHEBROHAER~A 27 U | BANERE: | 126(1) 25-34 2022
—= U 7T I LTS | DS
[E DO FLIR & G

B A, Lk }\I»uﬂm%ﬂﬂb\td\ WA | BAVNETEER | 38(1) 29-37 2022

1R, IR, ZH | ITHlcB T 2t v =T | SRS

M, WURACT, B | IREEORGT.

AR, /INREL i,

A2

ENsSTLL HAER~AR 7 V—=0 70 | BAFERRK | 34(1) 35-40 2022
gzﬁ%%m:%#éﬁ%& BEFSHEGE

OHBREE, 5 F i, k 1 | Glutl KABJEIZ B TRl | K & F&E 54 S247 2022

A/ NEL F43 TIRWIET A AMESELE
DUV T DAFE.

TBEKH— Wilson ¥, HAMAY A K7 | e Er 97 275-281 | 2022
A H5FEZT

12




O HEAC, JREE, | 8D RIS A 2 BRI | AL E R R 37-42 | 2022
LR fadF, M S| I b RUT 3-8 Rax | NEREEMERE
ft, A EfE, F|-3-AF LT %Y -CoA &
B b, = &7, | pREERKHRNE & 2 L7cFLIR
HWm o, BE KGR, | O—H6)
NH R, Rk E,
HE OHER, RAR
L1, ke ek,
fm H A
BrE AR, WA B | ERIEHEFIEDORSE - 8F | KRS 140(4) 502-508 | 2022
o, ViR B Wik ERIOSIEN S A
FEAGHHERHIE & IRFV A 7L
FTEDIRRE & 16
THKRE— BT, ARG | BRI RE 141 171-177 | 2022
& SR B
Katayama D, Baba SGLT?2 inhibition alleviated | J Med Case | 75 15(1) 2021
H, Kuwabara T, hyperglycemia, glucose Rep.
Kido J, Mitsubuchi intolerance, and dumping
H, Matsumoto S, syndrome-like symptoms in
Nakamura K a patient with glycogen
storage disease type Ia: a
case report.
Nakama M, Otsuka | short sequence within All Life. 14(1) 869-873 | 2021
H, Sasai H, Ohnishi | AluSx induces downstream
H, Morishige K.-I. exon skipping in an ACAT1
minigene model.
Fatima A, Hoeber J, | Mono-allelic and bi-allelic Am J Hum doi: 2021
Schuster J, variants in NCDN Genet. 10.1016/j.a
Koshimizu E, Maya- | causeneurodevelopmental jhg.2021.0
Gonzalez C, Keren delay, intellectual disability, 2.015
B, Mignot C, Akram | and epilepsy
T, Ali Z, Miyatake S,
Tanigawa J, Koike T,
Kato M, Murakami
Y, Abdullah U, Ali
MA, Fadoul R, Laan
L, Castillejo-Lépez
C, Liik M, Jin Z,
Birnir B, Matsumoto
N, Baig SM, Klar J,
Dahl N.
Okuda, T., T. PIGO variants in a boy with | Am. J. Med. 185A 845-849 | 2021
Yonekawa, Y. features of Mabry syndrome | Genet.,
Murakami, T. who also exhibits Fryns
Kinoshita, K. syndrome with peripheral
Matsushita, Y. neuropathy.
Koike, M. Inoue, K.
Uchida, N. Yodoya,
H. Ohashi, H.
Sawada, S. Iwamoto,
Y. Mitani and M.
Hirayama.
Kohrogi K, Hino S, LSD1 defines Blood Adv. 5(9) 2305- 2021
Sakamoto A, Anan erythroleukemia 2318

K, Takase R, Araki
H, Hino Y, Araki K,
Sato T, Nakamura

K, Nakao M

metabolism by controlling
the lineage-specific
transcription factors GATA1
and C/EBPa.

13




14



Shiraishi H, Yamada | Efficacy of bezafibrate for Brain Dev 43(2) 214-21 | 2021
K, Egawa K, Ishige preventing myopathic 9

M, Ochi F, Watanabe | attacks in patients with

A, Kawakami S, very long-chain acyl-CoA

Kuzume K, dehydrogenase deficiency.

Watanabe K,

Sameshima K,

Nakamagoe K,

Tamaoka A, Asahina

N, Yokoshiki S,

Kobayashi K,

Miyakoshi T, Oba K,

Isoe T, Hayashi H,

Yamaguchi S, Sato N

Kubota T, Nabatame | Hemiplegic migraine type 2 | Brain Dev 43(9) 952-7 2021
S, Sato R, Hama M, | caused by a novel variant

Nishiike U, within the P-type ATPase

Mochizuki H, motif in ATP1A2

Takahashi MP, concomitant with a

Takeshima T. CACNAI1A variant.Brrrr

Tanigawa J, High-dose pyridoxine Brain Dev 43(6) 680-7 2021
Nabatame S, treatment for inherited

Tominaga K, glycosylphosphatidylinositol

Nishimura Y, deficiency.

Maegaki Y, Kinosita

T, Murakami Y,

Ozono K.

Natsume J, Ishihara | Lenticular nuclei to Brain Dev 43(1) 69-77 2021
N, Azuma Y, Nakata | thalamic ratio on PET 1s

T, Takeuchi T, useful for diagnosis of

Tanaka M, GLUT1 deficiency

Sakaguchi Y, Oka1 Y, | syndrome.

Ito Y, Yamamoto H,

Ohno A, Kidokoro H,

Hattori A, Nabatame

S, Kato K.

Mizuguchi M, Guidelines for the diagnosis | Brain Dev. 43 2-31 2021
Ichiyama T, Imataka | and treatment of acute

G, Okumura A, Goto | encephalopathy in

T, Sakuma H, childhood.

Takanashi J1,

Murayama K,

Yamagata T,

Yamanouchi H,

Fukuda T, Maegaki

Y.

Hirashio S, Kagawa | A classic variant of Fabry CEN Case 10 (1) 106-110 | 2021
R, Tajima G, Masaki | disease in a family with the | Reports

T

M296I1 late - onset variant

15




Hiraide T, Yamoto K, | Genetic and phenotypic Clin Genet. doi: 2021
Masunaga Y, analysis of 101 patients 10.1111
Asahina M, Endoh Y, | with intellectual disability lege.13
Ohkubo Y, using 3 whole-exome 951
Matsubayashi, T, sequencing

Tsurui S, Yamada H,

Yanagi, K,

Nakashima M,

Hirano K, Sugimura

H, Fukuda T, Ogata

T, Saitsu H.

Yoshitomi S, Current medico-psycho- Epileptic 23(4) 579-89 | 2021
Hamano SI, Hayashi | social conditions of patients | Disord

M, and Nabatame S. | with West syndrome in

et.al Japan.

Ohira M, Kikuchi E, | Production of therapeutic Genes Cells. 891-904 26(11) 2021
Mizuta S, Yoshida N, | iduronate-2-sulfatase

Onodera M, enzyme with a novel single-

Nakanishi M, stranded RNA virus vector.

Okuyama T,

Mashima R.

Tremblay-Laganiére, | PIGG variant pathogenicity | Genet. Med. 23(10) 1873- 2021
C.,etal, P. M. assessment reveals 1881.
Campeau and Y. characteristic features

Murakami(correspon | within 19 families.

dence).

Salian S, PIGF deficiency causes a Hum Genet. doi: 2021
Benkerroum H, phenotype overlapping with 10.1007/s0

Nguyen TTM, DOORS syndrome. 0439-020-

Nampoothiri S, 02251-2

Kinoshita T, Félix

TM, Stewart F,

Sisodiya

SM, Murakami Y,

Campeau PM.

Kido J, Mitsubuchi A female patient with GSD | Hum Genome | 8(1) 45 2021
H, Watanabe T, IXc developing multiple and | Var.

Sugawara K, Sasai recurrent hepatocellular

H, Fukao T, carcinoma: a case report

Nakamura K. and literature review

Hama R, Kido J, Hyperprolinemia type I Hum Genome | 8(1) 28 2021
Sugawara K, caused by homozygous Var.

Nakamura T, p.-T466M mutation in

Nakamura K PRODH.

Salian, S., H. PIGF deficiency causes a Hum. Genet. | 140(6) 879-884 | 2021
Benkerroum, T. T. phenotype overlapping with

M. Nguyen, S. DOORS syndrome.

Nampoothiri, T.
Kinoshita, T. M.
Félix, F. Stewart, S.
M. Sisodiya, Y.
Murakami and P. M.
Campeau.

16




Giugliani R, Martins | Enzyme Replacement Int J Mol Sci. | 22(20) 10938 2021
AM, Okuyama T, Therapy with Pabinafusp
EtoY, Sakai N, Alfa for Neuronopathic
Nakamura K, Mucopolysaccharidosis II:
Morimoto H, An Integrated Analysis of
Minami K, Preclinical and Clinical
Yamamoto T, Data.
Yamaoka M, Tkeda
T, So S, Tanizawa K,
Sonoda H, Schmidt
M, Sato Y.
Kimizu T, Ida S, Spinal Muscular Atrophy: IntdJ 3(45) 45 2021
Okamoto K, Awano Diagnosis, Incidence, and Neonatal
H, Niba ETE, Newborn Screening in Screen
Wijaya YOS, Japan.
Okazaki S,
Shimomura H, Lee
T, Tominaga K,
Nabatame S, Saito
T, Hamazaki T,
Sakai N, Saito K,
Shintaku H, Nozu K,
Takeshima Y, Iijima
K, Nishio H,
Shinohara M.
Shimozawa N, Advanced Diagnostic IntJ 7(3) 58 2021
Takashima S, Kawai | System and Introduction of | Neonatal
H, Kubota K, Sasai Newborn Screening of Screen.
H, Orii K, Ogawa M, | Adrenoleukodystrophy and
Ohnishi H. Peroxisomal Disorders in
Japan
Tajima G, Kagawa Current Perspectives on IntJ 7(3) 35 2021
R, Sakura F, Neonatal Screening for Neonatal
Nakamura- Propionic Acidemia in Screen.
Utsunomiya A, Hara | Japan: An Unexpectedly
K, Yuasa M, High Incidence of Patients
Hasegawa Y, Sasai with Mild Disease Caused
H, Okada S. by a Common PCCB
Variant
Munekane A, Maximal Multistage Shuttle | Intern Med. Online PMID: | 2021
Ohsawa Y, Fukuda Run Test-induced Myalgia ahead of 346158
T, Nishimura H, in a Patient with Muscle print 23
Nishimatsu SI, Phosphorylase B Kinase
Sugie H, Saito Y, Deficiency.
Nishino I, Sunada Y.
Odagiri S, Kabata D, | Clinical and Genetic International | 7(1) 17 2021
Tomita S, Kudo S, Characteristics of Patients Journal of
Sakaguchi T, with Mild Neonatal
Nakano N, et al. Hyperphenylalaninemia Screening
Identified by Newborn
Screening Program in
Japan.
Shigematsu Y, Yuasa | Development of second-tier | International | 7(3) 44 2021
M, Ishige M, liquid chromatography- Journal of
Nakajima H, Tajima | tandem mass spectrometry | Neonatal
G analysis for expanded Screening

newborn screening in Japan

17




Kagawa R, Tajima Pilot study on neonatal International | 7(3) 39 2021
G, Maeda T, Sakura | screening for methylmalonic | Journal of
F, Nakamura- acidemia caused by defects | Neonatal
Utsunomiya A, Hara | in the adenosylcobalamin Screening
K, Nishimura Y, synthesis pathway and
Yuasa M, homocystinuria caused by
Shigematsu Y, defects in homocysteine
Tanaka H, Fujihara | remethylation
S, Yoshii C, Okada S
Norioka R, Tobisawa | Saccharopinuria Intractable & | 10(2) 126-130 | 2021
S, Nishigori R, accompanied by Rare
Kuhara T, Yazaki M, | hyperammonemia and Diseases
Nagao M, Ohura T, hypercitrullinemia Research
TakaiyY, Funai A, presented with elderly-
Miyamoto K, onset epilepsy, progressive
Kawata A, cognitive decline, and gait
Takahashi K. ataxia.
Matsumoto H, In vitro functional analysis | J Inherit 44(5) 1226- 2021
Kawashima N, of four variants of human Metab Dis 1234
Yamamoto T, asparagine synthetase
Nakama M, Otsuka
H, Ago Y, Sasai H,
Kubota K, Ozeki M,
Kawamoto N, Esaka
Y, Ohnishi H.
Kido J, Matsumoto Long-term outcome of urea | J Inherit 44(4) 826-837 | 2021
S, Haberle d, cycle disorders: Report from | Metab Dis.
Nakajima Y, Wada Y, | a nationwide study in
Mochizuki N, Japan
Murayama K, Lee T,
Mochizuki H,
Watanabe Y,
Horikawa R,
Kasahara M,
Nakamura K
Kido J, Matsumoto Role of liver transplantation | J Inherit 44(6) 1311- 2021
S, Haberle d, in urea cycle disorders: Metab Dis. 1322
Inomata y, Report from a nationwide
Kasahara M, study in Japan.
Sakamoto S,
Horikawa R,
Tanemura A,
Okajima H, Suzuki
T, Nakamura K
Itai T, Miyatake S, Prenatal clinical J Med Genet | 58(8) 505-13 | 2021
Taguri M, and manifestations in
Nabatame S. et.al individuals with COL4A1/2
variants.
Kagitani-Shimono Clinical evaluation of J 18(1) 8 2021
K, Kato H, neuroinflammation in child- | Neuroinflam
Kuwayama R, onset focal epilepsy: a mation

Tominaga K,
Nabatame S,
Kishima H,
Hatazawa J, Taniike
M.

translocator protein PET
study.

18




Takeguchi R, Early diagnosis of MECP2 J Neurol Sc1 | 422 117321 | 2021
Takahashi S, Akaba | duplication syndrome:
Y, Tanaka R, Insights from a nationwide
Nabatame S, survey in Japan.
Kurosawa K,
Matsuishi T, Itoh M.
Katayama, D., Baba, | SGLT2 inhibition alleviated | Journal of 15(1) 10.1186 | 2021
H., Kuwabara, T., hyperglycemia, glucose Medical Case /813256
Kido, J., Mitsubuchi, | intolerance, and dumping Reports -020-
H., Matsumoto, S., syndrome-like symptoms in 02658-5
Nakamura, K. a patient with glycogen
storage disease type Ia: a
case report
Takano C, Ishige M, | Nutrient management in Mol Genet 26 100711 | 2021
Ogawa E, Nagano N, | the intrapartum period in Metab Rep
Morohashi T, maternal maple syrup urine
Okahashi A, disease.
Kawakami K,
Komatsu A, Kawana
K, Urakami T,
Morioka I.
Bo R, Awano H, The perioperative transition | Mol Genet 19;27: 100760 | 2021
Yamada K, Oo1 M, of serum biomarkers of a Metab Rep
Okata Y, Bitoh Y, 1.5-year-old boy with very-
Mizobuchi S, Iijima | long-chain acyl-CoA
K dehydrogenase deficiency
Kido J, Matsumoto Current status of surviving | Mol Genet doi: 2021
S, Takeshita E, patients with arginase 1 Metab Rep. 10.1016
Hayasaka C, deficiency in Japan. /j.ymg
Yamada K, Kagawa mr.202
J, Nakajima Y, Ito T, 1.10080
Tijima H, Endo F, 5.
Nakamura K
Koto Y, Sakai N, Lee | Prevalence of patients with | Mol Genet 277-288 133(3) 2021
Y, Kakee N, lysosomal storage disorders | Metab.
Matsuda J, Tsuboi and peroxisomal disorders:
K, Shimozawa N, A nationwide survey in
Okuyama T, Japan.
Nakamura K, Narita
A, Kobayashi H,
Uechara R,
Nakamura Y, Kato
K, Eto Y.
Seo JH, Kosuga M, Impact of Mol Ther 21 67-75 2021
Hamazaki T, intracerebroventricular Methods Clin
Shintaku H, enzyme replacement Devw.
Okuyama T. therapy in patients with
neuronopathic
mucopolysaccharidosis type
I1.
Kido, J., Matsumoto, | Physical, cognitive, and Molecular 27 100724 | 2021
S., Ito, T., Hirose, S., | social status of patients Genetics and
Fukui, K., Kojima- with urea cycle disorders in | Metabolism
Ishii, K., Japan Reports

Mushimoto, Y.,
Yoshida, S., Ishige,
M., Sakai, N.,
Nakamura, K.

19




20



Okuyama, T., Eto, A Phase 2/3 Trial of Molecular 29(2) 671-679 | 2021
Y., Sakai, N., Pabinafusp Alfa, IDS Fused | Therapy
Nakamura, K., with Anti-Human
Yamamoto, T., Transferrin Receptor
Yamaoka, M., Ikeda, | Antibody, Targeting
T., So, S., Tanizawa, | Neurodegeneration in MPS-
K., Sonoda, H., Sato, | II
Y.
Freink Fe RMERBIEFIE DA E | New Diet 37(2) 99 2021
&S\ T AFL~r | Therapy
B MIE & JRIFB YA 7 LV BEE
Z DS
Miyazaki T, Ozeki Propranolol for infantile Pediatr Int. 63(6) 724-725 | 2021
M, Sasai H, Ohnishi | hemangiomas with
H. hyperinsulinemic
hypoglycemia
Shintaku H, Ohura | Guide for diagnosis and Pediatrics 63(1) 2021
T, Takayanagi M, treatment of International
Kure S, Owada M, hyperphenylalaninemia
Matsubara y, et al.
Yamagishi T, Kudo Pharmacokinetics of Pharm Res 38 1335- 2021
T, Oyumi M, CuGTSM, a Novel Drug 1340
Sakamoto Y, Candidate, in a Mouse
Takahashi K, Akashi | Model of Menkes Disease
T, Kobayashi S,
Kawakami T, Goda
H, Sato Y, Mimaki
M, Kodama H,
Munakata M,
Makino K,
Takahashi H,
Fukami T, Ito K
R 58 (B~ Axs ) —=v7 | BETFEY 11(3) 33-40 | 2021
IR DEATR] 7 ==
b~ U PRIE
(ELIG W, Tkt 7’8 v VRRIAE BT 11(3) 49-55 | 2021
FEFH S BEFIREOTET v AF] | BIsFEY 11(3) 27-32 2021
tH
AN VINEWORE S BFER~ARA I ) —=v 7L | BT EY 11(3) 56—-60 | 2021
1RO AR : VLCAD K18
JiE
(ELG Y, A St BFER~ARA I ) —=v 7L | BT EY 11(3) 49-55 | 2021
IR DRHIRR © 7' r 4 Uk
IE
L [1LFn BET U — ML RTEBAT | IR 82 (3) 405-412 | 2021
R, JEZERE AR HER OB
ANEFHSES . RER— | MRI BRI &0 B0z | A FLLE 53(2) 209-215 | 2021
E.MNE, | BLODEE & B 2 bR
M. REBGE, A | EHT T L-CoA Wik FE
%%\¢ﬁW\§ T RABIE D kA
et
L AER, (HES T FVRROMA B2 T AR A | AREANS | 51(3) 2021
7V —= 7 OFEEL - ghR
1k
AN EHE, AR BAER~ ARV —=2 7 | AL AR | 48 42-48 | 2021
. FHDEHA, BPET | SR FERAR R (2020 4 | ZEETER H
FEAT, AU, 0 | ) 48 &

b ot REHEN, H

21




et /M2

TRy s VB eI e mRCGE 9 | REMIES 51(#) 901-904 | 2021
RO SeRkMET 2 B R
T

JENST WA OFAER~Z A U —= | JAEHEY 51 (2) 275-279 | 2021
V7 ARICEB BN

HEEE AL EEE LT Lo | EESES 51(4) 615-617 | 2021
a7 LERST NE
ELNERE L OB BT
HEE~ORE  AREPER

TEIR 5 SIBRIEROZHET 2 BH | BEMES 51(2) 181-4 2021
B E (R EE I AU 72 TRNL T
Yo HAERZAZ ) —=27
R )

HARERE [/NEEE A ER] (3 | DNERRE 81(11) 1566- 2021
g SLC2A1(R8dEE B/ 1568
NNaA—ARNT U RAR—H—1
RABJE)

THKHB— ATP7B (B9EiAE : Wilson | /NERI2HE 84 1517- 2021
Uz 1519

TR 5 7R R R E (R /NRBLS 84(2) 157-62 | 2021
A RTA OB ZTED
% AR AR ) -
)

TS 7 N ARG R R E AN S 84(2) 187-192 | 2021

iE S EERE Bl ARELZ L | DNERZE 84(2) 199-204 | 2021
e

1EKH— R AR R /NRBS R 84 1789- 2021

1793

Lﬂ%lﬁu, Ve SCRE, TR0 | RERABRR T 2L 5 e /NRBLS R 84 (2) 181-186 | 2021

FAFF IR, /MR L TR ATRE 2R e RAGH R e L | /NARI 2R 84(12) 1769-1 | 2021
PZHLE D) BOKRA 774
N NERAERR T R

IS, &)L+ FERVEFNR-ATEER S ¥ > B /NRBLZ R 84 (2) 279-283 | 2021
WX AEmH T b —AME

15KE— SRS (Wilson J5, ANGRET S 84 1817- 2021
Menkes J#) DG 1820

BFrElRk, AL, [FLOMLTT 2021] P43 « /NRBHES IR 74(H8) 1934- 2021

AR 5 REBER OIS AHEERICHT 1938
BHE

HEEE BATHIERBEOBUR EFREIC S | /NERHRR 74(6) 679-682 | 2021
W R EE

HEEE WEICELE-E - B | NERE 53(8) 1257- 2021
% HEMER O A EEE 1260
RACHHEEE

(L ey RERAER A S E 2T~ 5 | BEIRIE - N5 | 53(4) 438-444 | 2021
V7 47T — O WL

i ¥, AL TR FIEDTA R4 | BERIG - N5y | 53(4) 459 - 2021

ES v WREHHE 464

RN 72 B R T FEIRIS - N5y | 53(4) 362-369 | 2021

WREHE

IEUTEE. B66 | 7AX= ) aJBEmo E | EA~A A7 | 31(3) 317-325 | 2021

B, BEEMN., AF | 82RO TAX= ) any | J—=u 7%

R, oI, & | BRIRIEOHER~ AR Y — | &5

AKER, FOHSEH,
FPHETREST, Al
=, e 7, MAE

= 75 R

22




NS

Sato T, Ogura J,
Sato Y, Kikuchi M,
Noguchi A, Higaki
K, Okuyama T,
Takahashi T, Eto Y,
Mano N.

Strategy for Niemann-Pick
Diseases Based on
Simultaneous Liquid
Chromatography-Tandem
Mass Spectrometry
Analyses of N-Palmitoyl-O-
phosphocholine-serine and
Sphingosylphosphorylcholin
e.

B R Vel R | CARR U AVEESAREENR | BA~=2 227 | 311 41-47 | 2021

7 yINRBLE (RS FHENOHE LA VY ERERE | V—=0 7%

i, B J25— MSED 1 ) Ea

FHHT =, BILGE FNERRIMRIFESERTIZ 2 W L AAR~227 | 31(1) 59-67 2021

3, EHE, R, | o CRENCEnEMaEE | V=0

TEHAR, AR, | 2T &7z, WNERINRE] | 25

FEHGCHE, JRACHE, N | BREYA b7 ¢ —0O—1f]

R —4, K7HF5H’,

e b R, TR RAT

ENGFIL FREBOFAER~AR I Y | AAR~ARZ | 31(3) 2021
—=U 7T AN | V=T
E OB & i T

FHILF B ESE | iER~A2 27 ) —=027T | HA~=2 227 | 31(1) 33-39 | 2021

SCRE R S — A 77 N—AMIELREIH | V—= 7%

L RIFERZ ST | S IREPASTED 3 4 e

+-, it FH

Nguyen TTM, Bi-allelic Variants in the Am J Hum 106(4) 484-495 | 2020

Murakami Y, Mobilio | GPI Transamidase Subunit | Genet

S, Niceta M, PIGK Cause a

Zampino G, Philippe | Neurodevelopmental

C, Moutton S, Zaki Syndrome with Hypotonia,

MS, James KN, Cerebellar Atrophy, and

Musaev D, Mu W, Epilepsy

Baranano K, Nance

JR, Rosenfeld JA,

Braverman N, Ciolfi

A, Millan F, Person

RE, Bruel AL,

Thauvin-Robinet C,

Ververi A, DeVile C,

Male A, Efthymiou

S, Maroofian R,

Houlden H, Magbool

S, Rahman F,

Baratang NV,

Rousseau J, St-

Denis A, Elrick Md,

Anselm I, Rodan

LH, Tartaglia M,

Gleeson J, Kinoshita

T, Campeau PM.

Iwahori A, Maekawa | Development of a Biol Pharm 43(9) 1398- 2020

M, Narita A, Kato A, | Diagnostic Screening Bull. 1406

23




Langemeijer S, Paroxysmal nocturnal Blood Adv. 4(22) 5755~ 2020
Schaap C, Preijers F, | hemoglobinuria caused by 5761
Jansen JH, CN-LOH of constitutional
Blijlevens N, Inoue PIGB mutation and 70-kbp
N, Muus P, microdeletion on 15¢q
Kinoshita
T, Murakami Y.
Kido J, Inoue H, Effect of L-Carnitine on Blood 49(5) 614-621 | 2020
Shimotsu H, Yoshida | Amino Acid Metabolism in Purification
Y, Suzuki, Elderly Patients
Nakamura K, Endo | Undergoing Regular
F, Matsumoto S. Hemodialysis.
Tanaka K, Sakamoto | Reversal of blood flow in BMC 20(1) 517 2020
R, Imamura H, deep cerebral vein in Pediatrics
Naramura T, preterm intraventricular
Matsumoto S, Iwai hemorrhage: two case
M, Mitsubuchi H, reports.
Nakamura K.
Kusunoki S, Kido J, | Effect of Flunarizine on Case Reports 299-306 | 2020
Momosaki K, Alternating Hemiplegia of in Neurology
Sawada T, Kashiki Childhood in a Patient with
T, Matsumoto S, the p.E815K Mutation in
Nakamura K. ATP1A3: A Case Report.
Lee T., Yoshii K., Retrospective evaluations Clin Chim 510 633-637 | 2020
Yoshida S., Suga T., | revealed pre-symptomatic Acta.
Nakamura K., Sasai | citrulline concentrations
H., Murayama K., measured by newborn
Kobayashi H., screening were significantly
Hasegawa Y., low in late-onset ornithine
Takeshima Y. transcarbamylase deficiency
patients.
TakakiY, Yamashita | Hepatoblastoma with Clinical Case | 8(11) 2314- 2020
T, Kataoka N, multiple tumors in a school- | Reports 2315
Yokoyama S, Anan aged child.
T, Nakamura K,
Yoshimoto K,
Hayashida S,
Yamamoto H, Hibi T,
Migita M.
Ago Y., Otsuka H., Japanese patients with Exp Ther 20(5) 39 2020
Sasai H., mitochondrial 3-hydroxy-3- | Med.

Abdelkreem E.,
Nakama M., Aoyama
Y., Matsumoto H.,
Fujiki R., Ohara O.,
Akiyama K., Fukui
K., Watanabe Y.,
Nakajima Y.,
Ohnishi H., Ito T,
Fukao T.

methylglutaryl-CoA
synthase deficiency: In vitro
functional analysis of five
novel HMGCS2 mutations.

24




Thompson MD, A post Genet. 63(4) 103822 | 2020
Knaus AA, Barshop | glycosylphosphatidylinositol
BA, Caliebe A, (GPD) attachment to
Muhle H, Nguyen proteins, type 2 (PGAP2)
TTM, Baratang NV, | variant identified in Mabry
Kinoshita T, Percy syndrome index cases:
ME, Campeau Molecular genetics of the
PM, Murakami, prototypical inherited GPI
Cole DE, Krawitz disorder
PM, Mabry CC
Nakama M., Sasai Novel HADHB mutations in | Hum 7(10) doi: 2020
H., Kubota M., a patient with Genome. 10.1038
Hasegawa Y., Fujiki | mitochondrial trifunctional /841439
R., Okuyama T., protein deficiency. -020-
Ohara O., Fukao T. 0097-z
Mashima R, Biomarkers for Lysosomal Int J Mol Sci. | 21(8) 2704 2020
Okuyama T, Ohira Storage Disorders with an
M. Emphasis on Mass
Spectrometry.
Fuseya Y, Sakurai T, | Adult-onset Repeat Intern Med. 59 2729- 2020
Miyahara JI, Sato K, | Rhabdomyolysis with a Very 2732
Kaji S, Saito Y, Long-chain Acyl-CoA
Takahashi M, Dehydrogenase Deficiency
Nishino I, Fukuda T, | Due to Compound
Sugie H, Yamashita | Heterozygous ACADVL
H. Mutations.
Sawada T, Kido J, Newborn screening for International | 6(2) 31 2020
Nakamura K. pompe disease. Journal of
Neonatal
Screening
Lee GH, Fujita M, PGAPG6, a GPI-specific J Biol Chem. | 295(42) 14501- | 2020
Nakanishi H, phospholipase A2, has 14509
Miyata H, Ikawa M, | narrow substrate specificity
Maeda Y, Murakami | against GPI-anchored
Y, Kinoshita T. proteins
Otsuka H., Kimura Deficiency of 3- J Inherit 43(5) 960-968 | 2020
T., Ago Y., Nakama hydroxybutyrate Metab Dis.
M., Aoyama Y., dehydrogenase (BDH1) in
Abdelkreem E., mice causes low ketone
Matsumoto H., body levels and fatty liver
Ohnishi H., Sasai during fasting.
H., Osawa M.,
Yamaguchi S.,
Mitchell G. A.,
Fukao T.
Takahashi S, The role of molecular J Neurol Sci | 416 117041 | 2020
Tanaka R, analysis of SLC2A1 in the
Takeguchi R, diagnostic workup of
Kuroda M, Akaba Y, | glucose transporter 1
ItoY deficiency syndrome
Kohrogi K, Migita Successful Artery Journal of 40(5) 780-782 | 2020
M, Anan T, Embolization in a Patient Clinical
Sugahara T, with Autoimmune Immunology
Yoshimoto K, Lymphoproliferative
Kanegane H, Syndrome Associated with
Nakamura K. Splenic Rupture.

25




Liang K-H, Lu Y-H, | The Fabry disease-causing | Journal of 22 2020
Niu C-W, Chang S- mutation, GLA Human
K, Chen Y-R, Cheng | IVS4+919G&gt;A, Genetics
C-Y, Hsu T-R, Yang originated in Mainland
C-F, Nakamura K, China more than 800 years
Niu D-M. ago.
Bo R, Awano H, False positive cases of Mol Genet 24 100634 | 2020
Nishida K, Fujioka elevated tetradecenoyl Metab Rep
K, Nishiyama A, carnitine in newborn mass
Miyake O, Iijima K | screening showed
significant loss of body
weight
Bo R, Musha I, Need for strict clinical Mol Genet 24 100611 | 2020
Yamada K, management of patients Metab Rep
Kobayashi H, with carnitine
Hasegawa Y, Awano | palmitoyltransferase II
H, Arao M, Kikuchi | deficiency: Experience with
T, Taketani T, two cases detected by
Ohtake A, expanded newborn
Yamaguchi S, Iijima | screening
K
Seo JH, Okuyama T, | Natural history of cognitive | Mol Genet 24 100630 | 2020
Shapiro E, development in Metab Rep.
Fukuhara Y, Kosuga | neuronopathic
M. mucopolysaccharidosis type
IT (Hunter syndrome):
Contribution of genotype to
cognitive developmental
course.
Uesugi M., Mori J., Short-chain enoyl-CoA Mol Genet 25 100672( | 2020
Fukuhara S., Fujii hydratase deficiency causes | Metab Rep. eCollect
N,, Omae T., Sasai prominent ketoacidosis with ion)
H., Ichimoto K., normal plasma lactate
Murayama K., levels: A case report.
Osamura T., Hosoi
H.
Ichimoto K, Two cases of a non- Mol Genet doi: 2020
Fujisawa T, Shimura | progressive hepatic form of | Metab Rep. 10.1016
M, Fushimi T, Tajika | glycogen storage disease /j.ymg
M, Matsunaga A, type IV with atypical liver mr.202
Ogawa-Tominaga M, | pathology. 0.10060
Akiyama N, Naruke 1.
Y, Horie H, Fukuda
T, Sugie H, Inui A,
Murayama K.
Fukuhara Y, Miura | A cDNA analysis disclosed Mol Genet 25 100692 | 2020
A, Yamazaki N, So T, | the discordance of genotype- | Metab Rep.
Kosuga M, Yanagi K, | phenotype correlation in a
Kaname T, patient with attenuated
Yamagata T, MPS II and a 76-base
Sakuraba H, deletion in the gene for
Okuyama T. iduronate-2-sulfatase.
Nakamura K, Pharmacokinetics and Mol Genet 130(3) 215-224 | 2020
Kawashima S, pharmacodynamics of JR- Metab.

Tozawa H, Yamaoka
M, Yamamoto T,
Tanaka N,
Yamamoto R,

051, a biosimilar of
agalsidase beta, in healthy
adults and patients with
Fabry disease: Phase I and

26




Okuyama T, Eto Y.

II/III clinical studies.

Kido J, Nakamura Role of induced pluripotent | Molecular 108 103540 | 2020
K, EraT. stem cells in lysosomal and Cellular
storage diseases. Neuroscience
Sawada T, Kido J, Detection of novel Fabry Molecular 8(11) el1502 2020
Sugawara K, disease-associated Genetics and
Matsumoto S, pathogenic variants in Genomic
Takada F, Tsuboi K, | Japanese patients by Medicine
Ohtake A, Endo F, newborn and high-risk
Nakamura K. screening.
Sawada T, Kido J, Newborn screening for Molecular 22 100562 | 2020
Yoshida S, Sugawara | Fabry disease in the Genetics and
K, Momosaki K, western region of Japan. Metabolism
Inoue T, Tajima G, Reports
Sawada H,
Mastumoto S, Endo
F, Hirose S,
Nakamura K.
Yoshida S, Kido J, Fabry disease screening in | Orphanet 15(1) 220 2020
Sawada T, high-risk populations in Journal of
Momosaki K, Japan: A nationwide study. | Rare
Sugawara K, Diseases
Matsumoto S, Endo
F, Nakamura K.
Momosaki K, Kido J, | Adrenocorticotropic Pediatric 12(3) 72-76 2020
Matsumoto S, Ozasa | hormone therapy improved | Reports
S, Nakamura K. spasms and sleep
disturbance in smith-
magenis syndrome: A case
report.
Naramura T, New reference ranges of Pediatrics 62(10) 1151- 2020
Tanaka K, Inoue T, procalcltonin excluding International 1157
Imamura H, respiratory failure in
Yoshimatsu H, neonates.
Mitsubuchi H,
Nakamura K, Iwai
M.
Sato S, Ohnishi T, Induction therapy with Rheumatolog | 59(10) E57- 2020
Uejima Y, Furuichi rituximab for lupus y (United E59
M, Fujinaga S, Imai | nephritis due to prolidase Kingdom)
K, Nakamura K, deficiency.
Kawano,
Suganuma E.
LA, B, | BATHIERICE 9 %5 Wilson | T 61 700-714 | 2020
HAMES, AR, B | WEEOT o — MRERSR
gz, MmEE—, £
FEIG . R, A
FVEL TEKRB—, A
g'é\ JRER, JE2EE
8
I AER, (BRI BERS AR V== 7O | SRR R | 50 (4) 2020
[EEE(L
il = Je KA S HE A HOBWE | % 8k 1918- | 2020
&t 1920
RS, RBHENL, | ALIRTICH T 2 e RIS | FLIR T =74 | 456 115-116 | 2020
IINZ LT JEDNA VAT A7 ) —=" | Hz5E
VA PRRY: 1 2 31, TR
HAKRE— Wilson Ji /NEF 61 1410- | 2020

27




1414

FH AT HE 2R R R EELZ | AR 61 1387- 2020
HkEAn=oiz 5.8V 1393
VORABIE.
BRI, JREE—, T80 | ARSI R E /N 61 (10) 1359- 2020
HIRE, FINELT, & 1364
Bk
R [F2W7 - TR rTRE 72 n bR | /NE AR 73 649-653 | 2020
BA LSRN DIC] 7
aO— A RNTUAR—HF—1
(GLUT1) XK4BJE
TG KHE— FFAEZE H Wilson 5 /NS R 73 767-771 | 2020
AT KL | FrAE RN B AR LEL R | F AR NS W | Bk 213-225 | 2020
+ S R B E N RT w7 | TG
NI = H IV =F o al B B E FGARNES | 25 10k 55 | 784-786 | 2020
6 &
FHE B FREMEZERIESAER A7 ) | 8 9 [mIJuiET 20-25 2020
— =7 DOFEN L F O ERA T U —
= TR E
W
SIS R harRIUTIH ek I L7 75 | 24 71-73 2020
WA KT >
7
WEET a7 A WA 125 815-816 | 2020
BT, DREHE, /N | Z b a— A N5 v AR—HF — | M4 & FrE 52 S324 2020

BRIGL R, fipeiE, T
Ko, AT EER, K
=, KHEE

1 (GLUT1) X#EIEDELLT
BRIk 2 Bk A

28




