WHERCROFTATICBI T2 —H kK

g
EFEHERA | XA Mg [ ERERo | E O 4 HREA | R R | =
M 4
(FHRRERE Ta—A KT JaSMIni&{E AR 2020.
AR—H— 1 K FrpIGL 06
JE. B E N No.42
SR CHRIET D K
JE ~HHEANE
ERMN (A —7vay ka5 HO/NEIE [ESER T 2020 [192-193
JRAE fi IR 1T
hi
M E/NS bar R T R E N EIBES AT 4 H |HAR 2020 [172-176
A=, =R ¥ 1=, =% IMOOK VAN
IEFD FEFD
M £ | b FUTRPKD HE, HS HONWNER EEER R 2020 [194-195
T W& O, I LpEfE S
5L, ik 75
TR | v RU T8 PRkEFE, 15 HONRE EFEERE R 2020 [196-197
Al S i W&, WL PR ST
5L, GHiEFs
B, kiR SV 7 TR AT (B AV/INRIE [R5k L7 i [l &R [BOR 20204F [42143-2
FHETE, A K7 v 7 B S BT K7y Rt —
HRR AR = (s |7
fih, W) . TRE
HI NI %
ERHEER
=
¥ 1. [SLC7A 7 KIBJE HASEE R T | B AREGER [ 2020 [233-235
REFIEIA, B RIS (1
s 55 AN EE i
FRRT |V REEAR Rk v 77 Wi O 2020 (33735
M A K7 w7 L
BAKEB— |7 vy 9m (IF EHFRKRIZ S B OIRER [EFER BT 20214F(792
L REZEMEE) |y fas




HEH KL LA A VA FEF B N—=U | AR
Okuyama, T., Eto, Y., |A Phase 2/3 Trial of Molecular 29(2) 671-679 (2021
Sakai, N., Nakamura, [Pabinafusp Alfa, IDS Therapy
K., Yamamoto, T., Fused with Anti-Human
Yamaoka, M., Ikeda, |Transferrin Receptor
T., So, S., Tanizawa, |Antibody, Targeting
K., Sonoda, H., Sato, [Neurodegeneration in
Y. MPS-11
Shintaku H, Ohura T, |Guide for diagnosis and [Pediatrics 63(1) 8-12 2021
Takayanagi M, Kure [treatment of International
S, Owada M, hyperphenylalaninemia
Matsubara Y, et al.

Odagiri S, Kabata D, |Clinical and Genetic International [7(1) 17 2021
Tomita S, Kudo S, Characteristics of Journal of
Sakaguchi T, Nakano [Patients with Mild Neonatal
N, et al. Hyperphenylalaninemia [Screening
Identified by Newborn
Screening Program in
Japan.
Shiraishi H, Yamada |Efficacy of bezafibrate for [Brain Dev 43(2) 214-219 (2021
K, Egawa K, Ishige M, [preventing myopathic
Ochi F, Watanabe A, |attacks in patients with
Kawakami S, Kuzume [very long-chain acyl-CoA
K, Watanabe K, dehydrogenase deficiency.
Sameshima K,
Nakamagoe K,
Tamaoka A, Asahina
Mizuguchi M, Guidelines for the Brain Dev. 43 2-31 2021
Ichiyama T, Imataka |diagnosis and treatment
G, Okumura A, Goto T,|of acute encephalopathy
Sakuma H, Takanashi [in childhood.
JI, Murayama K,
Yamagata T,
Yamanouchi H,
Fukuda T, Maegaki Y.
Natsume J, Ishihara [Lenticular nuclei to Brain Dev 43(1) 69-77 2021

N, Azuma Y, Nakata
T, Takeuchi T, Tanaka
M, Sakaguchi Y, Okai
Y, Ito Y, Yamamoto H,
Ohno A, Kidokoro H,
Hattor:i A, Nabatame
S, Kato K.

thalamic ratio on PET is
useful for diagnosis of
GLUT1 deficiency
syndrome.




Hiraide T, Yamoto K, |Genetic and phenotypic |Clin Genet. doi: 2021
Masunaga Y, Asahina |analysis of 101 patients 10.1111/c
M, Endoh Y, Ohkubo |with intellectual ge.13951
Y, Matsubayashi, T, |disability using 3
Tsurui S, Yamada H, [whole-exome sequencing
Yanagi, K, Nakashima
M, Hirano K,
Sugimura H, Fukuda
Seo JH, Kosuga M, Impact of Mol Ther 21 67-75 2021
Hamazaki T, Shintaku|intracerebroventricular |[Methods Clin
H, Okuyama T. enzyme replacement Dev.
therapy in patients with
neuronopathic
mucopolysaccharidosis
type II.
Hirashio S, Kagawa R, |A classic variant of Fabry |[CEN Case 10 (1) 106-110 [2021
Tajima G, Masaki T  |disease in a family with |Reports
the M296I late - onset
variant
Kagitani-Shimono K, |Clinical evaluation of J 18(1) 8 2021
Kato H, Kuwayama R, neuroinflammation in Neuroinflam
Tominaga K, child-onset focal epilepsy: Imation
Nabatame S, Kishima |a translocator protein
H, Hatazawa J, PET study.
Taniike M.
Takeguchi R, Early diagnosis of J Neurol Sci (422 117321 |2021
Takahashi S, Akaba Y,|MECP2 duplication
Tanaka R, Nabatame |syndrome: Insights from
S, Kurosawa K, a nationwide survey in
Matsuishi T, Itoh M. |Japan.
Fatima A, Hoeber J, |Mono-allelic and bi-allelic|Am J Hum  |doi: 2021
Schuster J, Koshimizu [variants in NCDN Genet. 10.1016/j.ajh
E, Maya-Gonzalez C, |causeneurodevelopmental 2.2021.02.01
Keren B, Mignot C, delay, intellectual 5
Akram T, Ali Z, disability, and epilepsy
Miyatake S, Tanigawa
J, Koike T, Kato
M, Murakami Y,
Salian S, Benkerroum [PIGF deficiency causes a [Hum Genet. |doi: 2021
H, Nguyen TTM, phenotype overlapping 10.1007/s00
Nampoothiri S, with DOORS syndrome. 439-020-022
Kinoshita T, Félix TM, 51-2

Stewart F, Sisodiya
SM, MurakamiY,
Campeau PM.



https://pubmed.ncbi.nlm.nih.gov/33386993/
https://pubmed.ncbi.nlm.nih.gov/33386993/
https://pubmed.ncbi.nlm.nih.gov/33386993/

Takano C, Ishige M, [Nutrient managementin [Mol Genet 26 100711 2021
Ogawa E, Nagano N, |the intrapartum period in|[Metab Rep
Morohashi T, maternal maple syrup
Okahashi A, urine disease.
Kawakami K,
Komatsu A, Kawana
K, Urakami T,
Morioka 1.
Kido, J., Matsumoto, [Physical, cognitive, and |Molecular 27 100724 2021
S., Ito, T., Hirose, S., [social status of patients |Genetics and
Fukui, K., with urea cycle disorders [Metabolism
Kojima-Ishii, K., in Japan Reports
Mushimoto, Y.,
Yoshida, S., Ishige, M.,
Sakai, N., Nakamura,
K.
Katayama, D., Baba, |SGLT2 inhibition Journal of 15(1) 10.1186/s 2021
H., Kuwabara, T., alleviated hyperglycemia, [Medical Case 13256-02
Kido, J., Mitsubuchi, |glucose intolerance, and [Reports 0-02658-5
H., Matsumoto, S., dumping syndrome-like
Nakamura, K. symptoms in a patient
with glycogen storage
disease type Ia: a case
report
Nakamura K, Pharmacokinetics and Mol Genet 130(3) 215-224 (2020
Kawashima S, Tozawa [pharmacodynamics of Metab.
H, Yamaoka M, JR-051, a biosimilar of
Yamamoto T, Tanaka |agalsidase beta, in
N, Yamamoto R, healthy adults and
Okuyama T, Eto Y. patients with Fabry
disease: Phase I and II/III
clinical studies.
Naramura T, Tanaka [New reference ranges of |Pediatrics 62(10) 1151-115 |2020
K, Inoue T, Imamura [procalcltonin excluding [International 7
H, Yoshimatsu H, respiratory failure in
Mitsubuchi H, neonates.
Nakamura K, Iwai M.
Momosaki K, Kido J, |Adrenocorticotropic Pediatric 12(3) 72-76 2020
Matsumoto S, Ozasa S,[hormone therapy Reports
Nakamura K. improved spasms and
sleep disturbance in
smith-magenis syndrome:
A case report.
Takahashi S, Tanaka [The role of molecular J Neurol Sci 416 117041 2020

R, Takeguchi R,
Kuroda M, Akaba Y,
ItoY

analysis of SLC2A1 in the
diagnostic workup of
glucose transporter 1
deficiency syndrome




Kohrogi K, Migita M, |Successful Artery Journal of 40(5) 780-782 12020
Anan T, Sugahara T, |Embolization in a Patient |Clinical
Yoshimoto K, with Autoimmune Immunology
Kanegane H, Lymphoproliferative
Nakamura K. Syndrome Associated
with Splenic Rupture.
Uesugi M., Mori J., Short-chain enoyl-CoA  |[Mol Genet 25 100672(e (2020
Fukuhara S., Fujii N., |hydratase deficiency Metab Rep. Collectio
Omae T., Sasai H., causes prominent n)
Ichimoto K., ketoacidosis with normal
Murayama K., plasma lactate levels: A
Osamura T., Hosoi H. |case report.
Fukuhara Y, Miura A, |A ¢cDNA analysis Mol Genet 25 100692 2020
Yamazaki N, So T, disclosed the discordance [Metab Rep.
Kosuga M, Yanagi K, |of genotype-phenotype
Kaname T, Yamagata |correlation in a patient
T, Sakuraba H, with attenuated MPS II
Okuyama T. and a 76-base deletion in
the gene for
iduronate-2-sulfatase.
Bo R, Awano H, False positive cases of Mol Genet 24 100634 |2020
Nishida K, Fujioka K, |elevated tetradecenoyl Metab Rep
Nishiyama A, Miyake |carnitine in newborn
0, lijima K mass screening showed
significant loss of body
weight
Bo R, Musha I, Need for strict clinical Mol Genet 24 100611 |2020
Yamada K, Kobayashi [management of patients |[Metab Rep
H, Hasegawa Y, with carnitine
Awano H, Arao M, palmitoyltransferase 11
Kikuchi T, Taketani T, |[deficiency: Experience
Ohtake A, Yamaguchi |[with two cases detected
S, Iijima K by expanded newborn
screening
Ichimoto K, Fujisawa |T'wo cases of a Mol Genet doi: 2020
T, Shimura M, non-progressive hepatic |[Metab Rep. 10.1016/.
Fushimi T, Tajika M, [form of glycogen storage ymgmr.2
Matsunaga A, disease type IV with 020.1006
Ogawa-Tominaga M, |atypical liver pathology. 01.
Akiyama N, Naruke Y,
Horie H, Fukuda T,
Sugie H, Inui A,
Murayama K.
Seo JH, Okuyama T, |Natural history of Mol Genet 24 100630 2020
Shapiro E, Fukuhara |cognitive development in [Metab Rep.
Y, Kosuga M. neuronopathic

mucopolysaccharidosis
type IT (Hunter
syndrome): Contribution
of genotype to cognitive
developmental course.




Sawada T, Kido J, Newborn screening for  [Molecular 22 100562 2020
Yoshida S, Sugawara |Fabry disease in the Genetics and
K, Momosaki K, Inoue [western region of Japan. |[Metabolism
T, Tajima G, Sawada Reports
H, Mastumoto S, Endo
F, Hirose S, Nakamural
K.
Sawada T, Kido J, Detection of novel Fabry [Molecular 8(11) e1502 2020
Sugawara K, disease-associated Genetics and
Matsumoto S, Takada [pathogenic variants in Genomic
F, Tsuboi K, Ohtake A,|Japanese patients by Medicine
Endo F, Nakamura K. newborn and high-risk
screening.
Kido J, Nakamura K, |Role of induced Molecular and|108 103540 |2020
Era T. pluripotent stem cells in |Cellular
lysosomal storage Neuroscience
diseases.
Nakama M., Sasai H., [Novel HADHB mutations [Hum Genome.|7(10) doi: 2020
Kubota M., Hasegawa [in a patient with 10.1038/s
Y., Fujiki R., mitochondrial 41439-02
Okuyama T., Ohara |trifunctional protein 0-0097-z
0., Fukao T. deficiency.
Fuseya Y, Sakurai T, |Adult-onset Repeat Intern Med. |59 2729-273 2020.
Miyahara JI, Sato K, |[Rhabdomyolysis with a 2
Kaji S, Saito Y, Very Long-chain
Takahashi M, Nishino |Acyl-CoA Dehydrogenase
I, Fukuda T, Sugie H, [Deficiency Due to
Yamashita H. Compound Heterozygous
ACADVL Mutations.
Otsuka H., Kimura T., [Deficiency of J Inherit 43(5) 960-968 (2020
Ago Y., Nakama M., |3-hydroxybutyrate Metab Dis.
Aoyama Y., dehydrogenase (BDH1) in
Abdelkreem E., mice causes low ketone
Matsumoto H., body levels and fatty liver
Ohnishi H., Sasai H., |during fasting.
Osawa M., Yamaguchi
S., Mitchell G. A.,
Fukao T.
Mashima R, Okuyama |Biomarkers for Int J Mol Sci. [21(8) 2704 2020

T, Ohira M.

Lysosomal Storage
Disorders with an
Emphasis on Mass
Spectrometry.




Iwahori A, Maekawa [Development of a Biol Pharm  [43(9) 1398-140 |2020
M, Narita A, Kato A, [Diagnostic Screening Bull. 6
Sato T, Ogura J, Sato |Strategy for
Y, Kikuchi M, Noguchi [Niemann-Pick Diseases
A, Higaki K, Okuyama |Based on Simultaneous
T, Takahashi T, Eto Y, |Liquid
Mano N. Chromatography-Tandem
Mass Spectrometry
Analyses of
N-Palmitoyl-O-phosphoch
oline-serine and
Sphingosylphosphorylchol
ine.
Ago Y., Otsuka H., Japanese patients with  [Exp Ther 20(5) 39. 2020
Sasai H., Abdelkreem |mitochondrial Med.
E., Nakama M., 3-hydroxy-3-methylglutar
Aoyama Y., y1-CoA synthase
Matsumoto H., Fujiki |deficiency: In vitro
R., Ohara O., Akiyama [functional analysis of five
K., Fukui K., novel HMGCS2
Watanabe Y., mutations.
Nakajima Y., Ohnishi
H., ItoT., Fukao T.
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
Hasegawa Y., significantly low in
Takeshima Y. late-onset ornithine
transcarbamylase
deficiency patients.
Takaki Y, Yamashita [Hepatoblastoma with Clinical Case [8(11) 2314-231 {2020
T, Kataoka N, multiple tumors in a Reports 5
Yokoyama S, Anan T, |school-aged child.
Nakamura K,
Yoshimoto K,
Hayashida S,
Yamamoto H, Hibi T,
Migita M.
Langemeijer S, Schaap [Paroxysmal nocturnal Blood Adyv. 4(22) 5755-576 2020
C, Prejjers F, Jansen |hemoglobinuria caused by 1
JH, Blijlevens N, CN-LOH of constitutional
Inoue N, Muus P, PIGB mutation and
Kinoshita 70-kbp microdeletion on
T, Murakami Y. 15q
Kido J, Inoue H, Effect of L-Carnitine on  |Blood 49(5) 614-621 (2020
Shimotsu H, Yoshida [Amino Acid Metabolism |Purification
Y, Suzuki Y, in Elderly Patients
Nakamura K, Endo F, [Undergoing Regular

Matsumoto S.

Hemodialysis.




Lee GH, Fujita M, PGAPG6, a GPI-specific  |J Biol Chem. [295(42) 14501-14 2020
Nakanishi H, Miyata [phospholipase A2, has 509

H, Tkawa M, Maeda |narrow substrate

Y, Murakami Y, specificity against

Kinoshita T. GPI-anchored proteins

Liang K-H, Lu Y-H, |[The Fabry Journal of 22 2020
Niu C-W, Chang S-K, |disease-causing mutation,|Human

Chen Y-R, Cheng C-Y, |GLA IVS4+919G&gt;A, |Genetics

Hsu T-R, Yang C-F, |originated in Mainland

Nakamura K, Niu China more than 800

D-M. years ago.

Nguyen Bi-allelic Variants in the |Am J Hum  |106(4) 484-495 (2020
TTM, Murakami Y, GPI Transamidase Genet.

Mobilio S, Niceta M, |Subunit PIGK Cause a

Zampino G, Philippe [Neurodevelopmental

C, Moutton S, Zaki Syndrome with

MS, James KN, Hypotonia, Cerebellar

Musaev D, Mu W, Atrophy, and 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 MdJ, Anselm

I, Rodan LH, Tartaglia

M, Gleeson J,

Kinoshita T, Campeau

PM.

Thompson MD, Knaus |A post Genet. 63(4) 103822 2020
AA, Barshop BA, glycosylphosphatidylinosi

Caliebe A, Muhle H, [tol (GPI) attachment to

Nguyen TTM, proteins, type 2 (PGAP2)

Baratang NV, variant identified in

Kinoshita T, Percy Mabry syndrome index

ME, Campeau cases: Molecular genetics

PM, Murakami Y, Cole|of the prototypical

DE, Krawitz PM, inherited GPI disorder

Mabry CC

Yoshida S, Kido J, Fabry disease screening |Orphanet 15(1) 220 2020
Sawada T, Momosaki [in high-risk populations |Journal of

K, Sugawara K,
Matsumoto S, Endo F,
Nakamura K.

in Japan: A nationwide
study.

Rare Diseases




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 M, |hemorrhage: two case
Mitsubuchi H, reports.
Nakamura K.
Sawada T, Kido J, Newborn screening for  |International |6(2) 31 2020
Nakamura K. pompe disease. Journal of
Neonatal
Screening
Sato S, Ohnishi T, Induction therapy with  [Rheumatology|59(10) E57-E59 (2020
Uejima Y, Furuichi M, [rituximab for lupus (United
Fujinaga S, Imai K, nephritis due to prolidase [Kingdom)
Nakamura K, Kawano |deficiency.
Y, Suganuma E.
Kusunoki S, Kido J, |Effect of Flunarizine on |Case Reports 299-306 |2020
Momosaki K, Sawada |Alternating Hemiplegia offin Neurology
T, Kashiki T, Childhood in a Patient
Matsumoto S, with the p.E815K
Nakamura K. Mutation in ATP1A3: A
Case Report.
5 5 7R BREREE (PR PNERRE (84(2) 157-62  [2021
%ﬁﬁ{ RF A o OB %13
b5 FER~YART Y —
=27)
IR G ODRT X R EESEY:  51(2) 181-4 (2021
BHIE (B2 A 72 T
SNTE D HAERRAZ U —
= U
I T b R REE NEBZ R (84(2) 187-192 (2021
S S e EMA  BisFREL PPNERZE  (84(2) 199-204 (2021
TN
ANEFRSER . R MRIBRAZ L0 B8 0HL | HLOl 53(2) 209-215 |2021
TINE, fEHIEkE, TRERALOAIE & B 2 b
M | RS EIR /NI, PR R 85 7 > 71 -CoA i
R IEH TR SRS RARIE O SR
VIR WLAnf, ElH 7 o — b b R TR 82 (3) 405-412 2021
ZEPE AR ATHIE IR DR RE
LIS, P30, JRSE IR R NIRRSRE (84 (2) 181-186 [2021
ELES I, #&5)1FL1 NEBZRE 184 (2) 279-283 (2021

WCXBETT 7 h—A L

%fﬁﬁﬁﬁ$ﬁ%V¥y
JiE




ELES WSO IR~ A2 7 U —|BEEBES |51 (2) 275-279 (2021
=7 L BARIZEB T D%k
HKH— WilsonJ7 ANV 61 1410-141 2020
4
1B /KH— JTREY% BB Wilsondi /NEBHERR |73 767-771 (2020
PHE B RS ZENEE AT A A 7 B9 TUM T A 20-25 2020
V==V T DOFEMEFOMIEAT ) —=
peil v TG
e
L AyE R, (HESH AR~ 2R ) —= o F VNSRS 50 (4) 10-12 2020
O EEREAL
BRI, JRE—, T4 BRI R EE /N 61 (10) 1359-136 2020
KH, FINLA, =R 4
yes
REEF RO = 0 SN NE 125 815-816 [2020
LRI, VREWE . HBITHERICET S T ik 61 700-714 2020
AR, IRAREL, BILEWilson)s BRE DT > r —
2. WHEE—. EHEE, | SRR R
RRE R e, AN SRR, T
KB ARAE K,
THZEIE RS
RS, RERE, N [ a— R R T AR | & % 52 S324 2020
oL, fEEEE, EESSF—1 (GLUT1) XKEUEDE
iﬁﬁﬁﬁ, NS, K B IR D E A
=]
FH A g A H &2 COo RET B w E AR 61 1387-139 2020
R YA AV et o) Nl 3
U REBNE.
M st BRAEDL, ANFLWR T I 381 B e RACHT LW R E S22 |45 115-116 [2020
AN S TREDANA Y AT A7 ) —|MEEE
=TI K D2 LR El
2
b = I ha FUTH Rk L7 16 |24 71-73  |2020
R A N7
%
i = S RACH B H e gaw%@%ﬁ?ﬁ F8huke 1918-192 |2020
% 0
i = H V= F v [al g HE E TERR VRN [BE10GH 6 |784-786 2020
il A RN BRSSP AR N W TR 213-225 (2020
+ 70 5 RARHH L FE N RT w7 TG




R A W - IR ATRE AR mE VN R ERR |73 649-653 (2020
B Z RS - dic]
TNaA—A KT AR—H
—1 (GLUT1) XK48%E




