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ANOARILE H R LIE2 TWL 2 EMARAIRT
HY . FDODIZEFEMEET IEHREZILH LT
ZENRDOEND, INHEFELTAL—IALE
ITHIEREAZED DX SEWER LIz AR — hY—
NI EOIERNEEE BN, B F =y 7 U R
N7p Rk x BATHIER O Y — VISR M
HLTW ZERTHEEND, SRIOREEEE 2
EHICEDBEBWVWEDZRD TV LENH D,

E. i

TGA =LA~V A T — NIFICBIT AT
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MAEEE

BIBEE Y A ba 7 ¢ — (ALD) 1% ABCDI F& A5 AR L5 X HEHMEERIMER B T, sk o A8 ORI
DEEIN, ZERERBE 2T 5, TOFT, /MM - IEERE ALD [IANER>/ MM O i 2 7= L, #%il 2 4
THIEEN THRABOKRME ALD ([ZBATT 5, KINA CIIiE mep e (HSCT) A Ef T 1k iz a2 T, /)
Jibd - BE G SRS & 72 2 23, JEFIOFBRE T 7evy, A lEl, /NN - AkEe ALD g R B RFE° HSCT

TR ROV TR L7z,

A. BFZREH)

BIBAEY A a7 ¢ — (ALD) 1ZABCD &5 T2
FC X 2 XHEHMEB P ER B T, PR O B
FIIRF A3 [EZE X 41, adrenomyeloneuropathy (AMN) .
KB, /NI« iRl 2 e S 7o lig ik B % 295,
ZOH T, /MM - FHERTIALD ARSI D B B A
k7= L. B2 TRIEEDS T AR B O RAMAIALDIC
AT 2o KA CIEs s A A BHE (HSCT) 25 A T
FEIIZHZN T, /MK - IR T BRI & 72 5
D JEBIOZFRET D 7200, ARl /NN - BMERRIALD D
W R R -OHSCT D IR B AT DD TR L 72,

B. WG E

20064E~20224E DZWHHI T, /INIK « BMERTUALD D
Bk A 5 LT- 2 & O b HREF O ERE ., B
AR, 1BEZNRICHONT, BataiT-> 72,

(REED~DEE)
ALDIZ 3 HHSCTIZ DWW T Y Bifm i & B THK R
ZHETEY, BESANLREZETWS,

C. WFERER

JEBNLTHIC, EHEIEF 2958 (18-395%) . P
Yim eI 4. 845 (1. 1-6. 8%F) Th o7z, 26l
DSAMN, SHIAS /NN « MR & U CRIAE L C. 26T
INIATRDS ST Uz, 7NN - IMERTR & 32T L 7 F
DOIAEMRT C/INIKTH], R 351, A SN 4
BINZT2EE BIRAE 2380, 3B CrE iy shsh & 2 1
ST, HSCTHEATEIEGE T, FaRBiZEMoh
HAEIT4. 54F (1.1-6. 8%F) 727z, Al DEDS
S, ALD-DRS, Barthel index, Loes score® H1JifE
X, 4.0—6.5, 2—2, 100—95, 5—5& —ITEA
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U 7= 3R C, BRI E LT, SEEMR
I Tk, 4B CBIEIABN ORI RKIT 22 <. 16T
AR ITHER L722S, EO%ITHE/ N Lz, &
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K HDUVNI AR L 2R T X 7=,
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EDSS, ALD-DRS, Barthel index, Loes score%
FANT, /NI - BsR AR OHSCT A TR D FR ZR D 1 Ti
JE % KIAL1661 & bhlg L7z & & A AT o
TEVBEIRTH -T2,
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NI+ R ERIALDC UL, KA L0 B ERERICHEST

L7z, F72. HSCTORMIMZRIEFRN R I RS Tz,
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HilpRiL, B L OWERMAEIRIEIZ OV T,

AR 2 IR & T2 T4 VYV — AR D—>, GM1-H o 7Y 4 R— A 2%t L,
SFEREXVT 4 —FHOTHRIERIERRKA LI TS, ZOH TR

HES F
I, B FIRRRE, RE AR

R a L Lz, 7. 7/ LIS X Dinitik O R,
B LU, FBUBFRIERSE DT DA A== —DERFE & ARBEIITECOW T | ST O M & IE L

776
A. WFIEEMY RIDBERHL O LB, — T, 20X
FTA V= NIRRT DIREIEIL, EkOBESR VIR DEXY T 4 —F, MHABEDEDLZ LT

ﬁﬁ%&;ﬁﬁAﬁmﬁﬁﬁkkLMZqﬁE%ﬁ

Wik % & O TR RIE D RRIRIFZE A HE A TV D,

AERLIE, PARRER 2 ERER & 3 DML

7 A R—= 2 R DT R IR LB RIS
ONT, HHRINELTT T,
B. WFgeT5ik

KEOMI-H 7V AY =V AEBESTHD
Cure GM1 foundationZ®F/#d %Cure GM1 2022 V
irtual Family MeetinglZ&INL ., GM1-H > 7 U A4
VR = ADORIFRE RN & U7 i BRI AR %
(2B B BT, BRIRIFICIZ DWW T DR HET O FN
FLaNE LT,

(fi B~ DL E)
AEET, BEHFROMT 21T DR 0> 72D T,
B COMBEITZY L2V,

C. WF7ERER

GM1-H > 7' U A K= ZIZ% 9 5 AAVIRAG T
1EHEIZBI L. Lysogenefl: & Passage Biofl:iZ & 5Ph
ase 120 ENRH Tz, iz, HrLWX A 7T DIK
T WVE % T FE S RN E O BIFS 2o
T. AzafarostbiBHENHo7-, I 52, TEGA
Therapeuticftt:nr &, BEPENEESR A ARPIEIZBI L T
Wk Iz, T AREE W T IR R LIBT3
TEDMPIZONT S, MERH -T2, — /T, Z
NS DOBHIBEIEDOBRFE DT DIZi%, BRIER %
ML 723 <z A~ — T — DRSS LN,
P& B B SRIEITSE, £ 70, BHNBRO 720 0 B2
EOMENL72 E ORBSENE T bt Tz,

D. &%

AV — NIRRT DB IR, AV
7 K= WGk D i iERCex vivoig a T-1E#
B2 SN X DRI N ATV D, M- v 7
UAY R—=3 A ZOWTIE, 24012 L DB S sy

STV, BT OEH TldLlysogeneftt D BA%E
HHIE ST 03, 5E LUVEBRITAE ST ey, X

ZAER & LIRS IR & LT, SR A Rl
WRIE & BB S v N u URIEDBRET TH D,
Fio, REDFRR LR DBInFERABEIETE D
7 NRERIE A O TCIBIRIRIE . KR 2R Zh R0
LUES ISR A WAY/ANEE S0 heek7ae ol i RA Sl o AN S = kg 4
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FRDENGEND Z &b IR AR L VR
SNTWDZ EnD, HRx RIBIFRIEDOE ZED
HZ EOERIIEWEEb,

E. f&im

GMI-H > 7 ) 4 F— /x ] 5 FHIR IR L
BRFSIZ B3 2 BLIR LRREIC DWW T, THsEIEE L
“o SRIE. éiéiﬁ%&)74 AR
WIREE L I ST,

G. ﬁn%ﬁ

1. SRR

1. Gonzalez Cuesta M, Herrera-Gonzalez I, G
arcia-Moreno MI, Ashmus RA, Vocadlo DJ, G
arcia Fernandez JM, Nanba E, Higaki K, Ort
iz Mellet C. sp2-Iminosugars targeting huma
n lysosomal B-hexosaminidase as pharmacolog
ical chaperone candidates for late-onset Tay-S
achs disease. J Enzyme Inhib Med Chem, 37
(1), 1364-1374, 2022

2. Yamada Y, Miwa T, Nakashima M, Shirak
awa A, Ishii A, Namba N, Kondo Y, Takeo T,
Nakagata N, Motoyama K, Higashi T, Arim
a H, Kurauchi Y, Seki T, Katsuki H, Okada
Y, Ichikawa A, Higaki K, Hayashi K, Minam
i K, Yoshikawa N, Ikeda R, Ishikawa Y, Kaji
1 T, Tachii K, Takeda H, Orita Y, Matsuo M,
Irie T, Ishitsuka Y. Fine-tuned cholesterol s
olubilizer, mono-6-O-a-D-maltosyl-y-cyclodextri
n, ameliorates experimental Niemann-Pick dis
ease type C without hearing loss. Biomed Ph
armacother, 155, 113698, 2022

3. Okada BY, Kuroiwa S, Noi A, Tanaka A,
Nishikawa J, Kondo Y, Ishitsuka Y, Irie T,
Higaki K, Matsuo M, Ichikawa A. Effects of
6-O-a-maltosyl-B8 cyclodextrin on lipid metabol
ism in Npcl-deficient Chinese hamster ovary
cells. Mol Genet Metab, 137(3), 239-248, 2022
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ﬁ%ﬁ%ﬁ%ﬁ%%%)
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LA ZPEIE « Z OMOFERIZKTT DR U B2 bV o NaDZh BRI BE 3 2 SCERBFZE

WHFE T SiRREZ

[l BRFEE RS PRI & — R ]

MEEE

THEY, AREBRN 7 A =08 TH D,

WS A ORI L =2 SIS — E OIR R R %

RO DD, BECE - BEEEROUEIL 5 TiE ey, R
Ui~y " R U oA (NaPPS) (XE#E - BSIEROUEN RSN TWDE R, £72F OfHiIX
EE - TR, 5%, BRI - IBRRE2ED 5 LT, ZHhE TOEMOBRE - & b~V T
AETAZENEETH Y, AEFEIT A EER 21T o712, TORE, 1)L 2 BHEICT 5 NaPPS D5
RO WTITEME T LV TITABRRIENE LN TV D, P
BAFEIR DFEFN GO HIL TV 5, 2)BFEIR « BRMBEEIEIC T 2RO RIEER e EbiE ST
W5, 3)y 5, BRIk 2 BB G CHEEBEAMEDBEE AT 5 L W EE L R S

MRHEFIZX L THDLT N TIEH S0

et &
Fagls (duPont/)NRIFERT)

A. BFEEEH
FEBHITRIRIEIL A 2 2RI — B DI R %
RO DM, BECE - BEEEROSE T Tl
VW, RURREES M R U 7 A (NaPPS) 13
BECE - BEEEROSESHIFFI N TWD N, £
2F OFMIIEE » TRV, BIE, IS
SIXERIGBREIIEIC AT CHEHZED TV D
N, INETOE hA~DEFRISHOHRER &,
IR T2\ ST BRI R - RIE - IRFHAY DS
IZDOWT LB R Z T =D THET 5,

B. W5k

S PARFIEE - WFSE T 1A B L ONMESN OBF SR
ZHUE TITEEME L 7= NaPPSIZ B3 A WFE Rk 1z >
WTHFE - L E=2— L, MefiREE A LT D,

(f i ~DEE)
CERRVFRAE D=, BT
C. WrFRER

1) NaPPSIZ B9~ 5 3CRikEL (PubMed, full text)

Interstitial cystitis(IC) I3 KETRAI I~
IRIERSEETH L0, KFEREZE L T HE
STV, ~ U HEEE E L TELS DB
I TIR Y TRV, S5 RIE S i~ DIE RS
VBT 2 T2 LN L T B, BRIE AR ©
HEEEIRIERE L L C—EHOMENR#RE ST
W%, Maculopathy(XICIZxd 2 K 5 (2B
HAEEFZL L CGOFEREINTEY  EENSLE
LEZLNT,

BERV—F SCHERER
NaPPS 579
+ interstitial cystitis 179
+ heparin 162
+ maculopathy 54
+ inflammation 44

19

+ arthritis 40
+ veterinary medicine 19
+ MPS 6
2) L ZBEREICB T 5 SR
®5 | WA | G5 51E (v MiR) SCHR
rat VI 4mg/kg/d PO 1
rat VI | 4mg/kg/d PO, 1~4mg/k ii
glw SC
dog I 1.6mg/kg/d PO, 1.6mg/ | iii
kg/2w SC
= I 1~2mg/kg/w, 2w SC iv
mou | IITA | 1~2mg/kg/w SC, £#fic v
se iFEtidea
= II 1mg/kg/w SC vi

SCHki) MPS-VIELZ o k% FHUNT9 4 H[E DONaPPSTA
BEAT ST fE SR, INF-o . MIP-1a 72 ORI, T
v N OITENEE, B - BO5WWIEY . [IE A O
K, BEEFR - RERE - BEEOWER EN
B & 722& 72572, (Schuchman, PLoS One 2013;8:
e54459)

SCHEki) MPS-VIHL S N i2%td % 1B ONaPPSF T
X, RO #E ERIENZE LI E ORISR Z 67
B LTz, RIE~—T— O H5) - SR H DOUGE,
KEETEOWA . EEHE )W B, GAGEY ., FfAT)
m k. BAEECE - B o2 £, (Frohbergh, PLo
S One 2014;9:e100882)

SCHkiii) MPS THURA~ODNaPPSEEHIZ LD . JR -
FEPRIEMEY A N A v 3 L OGAGH R & DR

SHENIR » KRENIRO ZRIESHI D3RO B v, MBI E 7=
ITHMERE LTHEH EE X Bz,  (Simonaro,
PLoS One 2016;11:e0153136)

SCHERiv) R AMPS-THY EB g 444 12 L C. NaPPS1mg/k
g/wt U< 13X 2mg/kg/wk 4524\ LAl 1238 [ #% 5- .
ZO®IIMEE T2 S L=, 2RE B E
BHERTER SA, FRFGAGEE DR T, B A @i




LR A DN EETHDT-, (Hennermann, J Inherit
Metab Dis 2016;39:831-7)

SCHRy) MPS-TITA~ 7 A Z%Fd ANaPPSHZ Fikl, W
A bIA LV~ rn Ty —UREERD X
. MOMPRIREE, RIE, 1TENC %ﬁﬁﬁmﬁ%ﬁ
Z\ ;%Mﬁ%i@ﬁﬂﬁ@ BhrdEER
7= MHENFi 5L Tl @iﬁ&%%@%%
%Lfot)zl)wfco (Crivaro, PLoS One. 2019;14:e021
7780

SCHikvi) 344 DRRAMPS-TIRIERE e 5. L, 3RAME
Kmﬁﬂﬁﬂoﬁ@ﬁr@%4ﬁﬁ4/@ﬂ9%m
W=, GAGOIK TIZHA G TlemoTz, (Orii,
iagnostics (Basel). 2019:;9(4) :226)

3) PSRBT 2 STk

SCHR1)  NaPPSIZZE MR B HIIE B E O % 7 1
v T HIEEE S U CHIFF STV b, NaPPSIddfE
FD AT 4 T—H—THHNGFDORLH 28 L, &
FENEREBIERIEIC L D K 2 ET HIERRH 5 2
LR E 7=, (Stapledon, PLos One 2019;14:
€0222602)

SCRkii) B 7L a UERICNaPPS A HE A SR Y A
Frarr vy RS )R ETEEBEE DR
IR L U O 59 7 ikIE . BT RS ERE L2kt
THHLWRET 7 a—F L b2 Eniifisn
é)o (Solanki, Med Hypotheses. 2021;157:11071
3

kiil) 27— ERNESIC L > TER L2 T
v FOMEEIRET VK LT, 20 1 g/giKE DNaPP
SEfH R TH&RE5T 5 & BEEROIER DRI

IR XA, BEER A o7, JRERAEAR. BAHEIR O BEEE
DEEIKRT L, &R 77 A0, Af~—
T —, WEfE~—5—, A b IA > OFHXmRNA
LAV DE T X a b— g UREES R, (F
ijekoon, Res Vet Sci. 2019;122:179-85)

4) RIEPET B SR
iﬁﬂEm%%ALf%?b%%@K@%&%%
WCRD DT TR RIEEEZ X —7 » BT Ltffﬁﬂb
AOIRIRIEITRE kofﬁ@&@wﬁkﬁéT
WERNDH 2D, 777V —IRA. :—vir%%@vﬁm
KZHINE 2 NaPPSIZBR R U 7=k 5. RIEVED A M A
VOBEAEMEI T DDICEI G THDH I EN
/T)éﬂ’bto (Crivaro, PLoS One. 2019;14:e02177
80

20

SCHRii) PPSIE. EYSMAEERIZISUWNT, HTLV-1008
B RFEINEI DAL, YT AL O A 20 R 2 7R
L. FIHTLV-IER 2R Z ERBA LN o7, &
B2, 29ODHILV-1% 7 ZAEF 515 LT fE R
X, PPS2%in vivo CHTLV-U&Ye & RIEFE A= 234
HZ LHERLTWS, (Yasunaga, J Virol. 2019;
93:e00413-9)

5) Maculopathy(ZBEd-9 2 3k

SCHRi)  REVEEREE 2% 12 %3 A NaPPSlE AL & A ff
FREE R L7z & 2 A, FEERIEBHIE OB 354
BTIIABEELZROR NN, THER THEIZHE
L7, (Jain, Br J Ophthalmol. 2020;104:109
3-7)

Xﬁu)ﬂ%%L%%ﬁfi%ﬁ¢i%%%Em%
FOREER R EENHEIT LT D2 2R/ LT
wéo:mgwﬁﬁ%m®ms%@ﬁ%ﬁﬁﬁmé
WAL TE DN E I 0, 2. L RVaBERGEEIC X
STEFDOBRDOEEBORBEZRETEDINE I 1 E
MW 2 72 D12 IBINORFZEN VLB TH S, (Jung,
JAMA Ophthalmol. 2023:e226093)

D. #%

t kD LI LHEEIZKTT HNaPPSOIREN RO
WCIREM T UIE EBBE Tl ey, T8, 1178
W% L CRIEEIR ORI ZE D Bt T b, 72

Hii - ZS TN BARE L ﬁf%@d@ﬁ%ﬁ@%&k
LIS SN TWD, —J7, HBEZEMEOB )0

T2 2o S R SN TH D
W7 a2 —0BNNETHB,

ARIEETR

E. f&im

A A BPEICRTT ANaPPSO RN & # O P, i
ﬁ@&®M%@@a’**én00%éo;ma@
fFaE b LIz, FEBREED T X720,
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2L
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RGBT e R A B e (IR IER BRI TE S 3E)
SRR
BATHIER - BATXAR T 0 7T MMER DT O TR
77 7 V=D BTN D E R B R -

SYRREEE PP ik (BB RC FI AR T4 Y Y =Mt 2 — - iENE B2 —K]

MRER

777 VIR TA VY = LREO—FETHY . MRNOY Y Y — MUK REETH D o -
galactosidase iIFPEDIK TIZ L W, ML Y ¥ Y — AT globotriaosylceramide (GL-3 : B4 Gb-3. CTH)7
EDOVENEE OEREZ K- TR R FIE Ch 5, OEIER, O EREE, BEEICINA, &R, AL
EHE, ARBREL ED7e ELEIERPIRE STV D, BEEII X EEMEBETHY , XYEAEKE 1A
LI 2B CRIE L, X ek d 2 RF T 2 MEI~T n Bl L 2 D BEFFRIIEELIC N E S
NTWD 0, FEEITESER OER 2 6 OAREICE D EEEN F ClKRREIIZE T 5,

AL TIE, 777V —IHOBETA RTA L BLOBITI 077 LOERIZHT=D 777 U —IwB 1«
T8 SERI DEF IR OMFT 21T o 72, ZOZ LId, BUETHOI TV DB RRIESCHK IR Y v X1 v
VL OISR BRI 2 MRt 2 72 O OB /R SR T — 2 1272 D L L b, IO ONTREREZ S &
2. BATSAR T 0 7T AOER AT > T <,

A. BFEE® gL,
7y 7V R, TA Y = ARO—RETH
. MRNDY VY —LNKGREEZECTH D a - 2. Hik
galactosidase JEMEDIKRTIZ LV | MIlANY ¥V Y — BRI HIZRECHE Le, RER E LTI
2T globotriaosylceramide (GL-3 : Bl|44 Gb-3. Mg, BIBEE. B, HHE, O F v, BMEE
CTH) 72 & OWERRE D& FE % e 7o 3 50 R 5 TR, DU, #omimEiE, MBEIREO 10
JETH 5, DIRIEA, O s, BiEEIC L, HEIWZOWTHEZIT> 72, ERICHOWTIIRMZ
JETA B ME T, AR 7 & D7 E L2 IR W TR AT - 72130, B, B, O FVEH &
NEEINTWD, BT X #EHHEEETH MEMERL D BRI | # A i/ I, A8 ISR B AR B D B
0. X Gtz 1 RUDRWBETHRIEL, X FEIZ L DR8I L > TR L 7=,
Petilhz 2 KRETHLMITI~T o LR BT — 7. DEREIZ O W I DB S R A T oo |
FHNIIRIE LIZK W E SN TWD N, EREITE TERG R A S EATHNT LTz, 2= PR AR WIS (LVD) |
JEAR DIER] ) B AT D EERIER £ TR fe L REE (LVpwd) . 204 (Lad) , D= RE
RIBIIZE Th 5, (IVSd) . Z===BRH = (LVEF) 2 5t L 7=, F 7=,
77 7V RIS DRI, BER AR Fridewald OFHHERMN O AR DREEZHEE L, &
L LT, agalsidase alfa., agalsidase beta. £ (m) X 0 A2 S0 EfR gk (LD 25 Uiz, i
agalsidase beta BS @ 38AI LU, FEFLFHY Z TV > N AR TOLENL, iR T
vy a R & LT Migalastat 0 1 BUEIS AR 7 eGFR, BNP [ZDUNT b L 247 o 7o, (DERE
ShTWb, DFFHT DB UBE W2 RF O )N 29 5k L T DB
ARFZETIX, BITKET v 7T LOERIZHT- Z 1 BE, 30~49 s DEE & 2 BE, 50 skl E& 3 B
D PEREE LT7 7 7V —B 4 T8 FEB DGR E L THBEDOL AT 7o, A EZEREIXSIKIE
HFFE DR 21T > 72, RIZOWTIT 2 /BE, OBEREIZ R L TIToHes
IO X, BUETHhIL TV DR STREESC HLRGE LT tREZHWTTo 7,
FEHPRY Y v m RE O S ROTR IR B AR IRF I &
BT 272 OB T — 2 12k b L E X (fif B i ~ D BLRE)
biLd, £70, T O OITHRERE b L ITBITHIE AUFZEIL, T~V R ES ] BLWEETEE
B BT R T 0 7T AOEREIT-> T <, O TEGRRBRIZBE T 2 mEiast) (k& 4=
Y M T AWBEOMEE ESDOAREG TITo 70,
B. BFZEHIE EHTIZ T D EANDFEE TE 5 X 9 7283
L. %% LTWRWNWZ b mEfEIT RV EE X bR
Ll EE N T VIEBRICERBE T T i@ O & Do
5777V —in &2l S B 18 Bl O TR
WraATo72, 7038, E66Q 5 T2 ROIERITR 5 C. WFZofER
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FHEERD I L, BhrhEho 8 iGkEE
(48. 5% vs 21. 3%, p=0.010), HNE (56. 8% vs 31. 9%,
p=0.022) . Z&ITFEZ(79.4% vs 15.2%, p<0.001) .
DU RSP0 (81. 3% vs 40. 4%, p<0.001) . B i A& fik
(57.1% vs 6.7% p<0.001) D 5HEEIZEALTIZH
PEDOFIRERNEEICE -T2, ZTEDIE I AR
ICHIEROEWVERIIRD bNehoTz, L0 b
PRV BRI DR . #A I RIS 20
BHETH-oT-, ZOZLIEI7 77V —IKOEER
PEIZ IV TR MRS, R I 2B 2R E IR 2 5
TEILTWDEEILND,

DB B AR OFE R, WITHOFHIME S B &
BAfR 72 < mlnE 12 ELIRO IBENR O Hivlz, R

12 3EETCIE A OB (44, Tom vs 35, 6mm, p=0. 025) |

JEBBLEERE (17, Tmm vs 11, 6mm, 2=0.019) (X & B
BLMICHERENRO N, -, 1 BBV
T, EDER, EEJERMRITE 7 & b I E
HPHNTIEH 7203, BRICHEREREDRD LI,
2HICBNTIE, WTHOIEBIZE L T B En
RO BTN TE,

Fe DR E BRI, 1 B (36. Tg/m*7 vs 28.5
g/m*7, p=0.007) B L3 RE(112. 6g/m*" vs 64.6
g/m*7, pKO.00DIZCCHEEND ST, —HTE=
BRI SR ITAEF] T 40% LA ETH Y . BRI
RO BRI,

BNP {ZEH L TIEWTHDORETH B L TEITRD
VIR T3, 2 BED D 3 RRIC)NT TABITHEM L
Tz, DFESEEIC OV T W T ORETH ZEN
WO BN oT,

eGFR IZBA LTI B & b 1T EIK T A58
O, FEEZEO 1 FHIZBWTEE L & H1Z eGFR
i 28 & < (175.4mL/min/1.73m° vs  111.9
mL/min/1. 73m?,
IERIZEED S BRIZRBW TR, B E HIRTF L, R
BEVETIT MR A EIT eGFR DI T AR b
72 (22.3 mL/min/1. 73m* vs 63.9 mL/min/1.73m* ,
7=0.017),

D. &%

FHIERD 5> 6, BEEE, B, BifES, U
BT, #AMAEED 5 HAIZOWTIEBMEDOR
JERENEEICELS, 202 LI3EEEE DA
BN XY THDLZ ENDERTHD, — 7.
DOIER T LI BIERPBDO N b
PEIZEBWT S 7 7 7 U —JRIER DT AET DA
ThbHEEZD, BEOUWERETATL S X eth
BRATEARIZX T X TR 5, D78, B Y-
BOMBE CIIERBEFNIEEILIN TS Z &
(Z72 D JERN T A DN D Z &b 77 7Y
— I TIIARE RO M R DOMIARIZ % L C negative
selection AT L @< OIF TlEWZ & 7R
Bxid,

DEEICELTL IHEBLIO3BTELICEE

1=0. 045) BRERE MR T2 4L TN =3,

22

IRAEDFRO BT, 1 BEOZITMEAIC X 5 AR 72
HDOTHDAREME D & D23, AT L (4, 1978)
TIREBERBLEERBD N7, 2O b
BHYETIIORY) =7V o 7N X0 BWcehE - T
WAHZEDRBINTZ, LLEERLZED% 2 B
OHIFIZB W TIEBLEN RN ENDLED D
gV 7V 713 1 B D 2 BRIC)NT T, 374220
5 20 mAR~30 ARICAE U B LHEE SN D, BMEHR
FTIE L BEND 2 BRSNS TR, BEE 2B LN
RO BN T, ZAUTBERCRMINE 72 £ 250
A 2 R S A BRI ZEE Z LTV 5 AlEE
PN Do LLRNS 2 BEDD 3 BECNT T
ERICEENRROND, T EEELTWD EE
ZHIDDON, BHEEETH D, FATHIZEIZRB VT 2
OB W TERE R LIZIET LTV Z
EMHBNTWS, I RMME O X EERE
Bz L -T2 BEND 3 BRTT COMBIZ BMEER
FOLNEOBERE X — AT 5 B2 b b,
BE 7 7 7 U — IR 3B R Al REIC L o TER
OHEETR, ENPYFHIN TS, LLERD
WO BEEFR M TERIE RO IUX R W NZBEI L T
XA 2R ELVED 72\ ARBFAE ) D B EIC B VTR
e &b 20 ELART D DEER I EILE 2 1R 6 5 4
ERDDHEEBEZOLND, THEITBOTT 29 LT
TRV TV o ZRAECTWRNI EnD 20 5%
R~30 WE LB T 2 HLENRIBIND, L
L. AT C/hRICB W C#EER G 21772 &
Z ANBE R 72 ERER O EE RO T2 LV o il
bHH Y, BAIEWREE TIZI Y BHINS OIBERZ

B ThDEHEEIND,
E. #4538

AE EFEIIR STV Zb 0D, 77 7Y —
993 5 2 T8 SEBI D BRIR AV RHE OGRS 24T o 7o A
Zeid, BIEIT O TV DR Fe R OB B2 1Y
Uy X a RO SOTR IR B AR & R 5
TODOME IR FMEN T — X2 Db e b, T
O OFFTRE R A S LI, BITHIER - BT R 7 1
77 LOVEREAT > T <,

F. BEfARIER
Freod_xZ ez,

G. WFFEERE

1. mXHE

1) BEH—#k: QOL, EIHICxT 2%0E. “Tr 7
U —J% UpDate CLGRTIR 27 GRS, KAG - .
P L 1B, pp210-212, 2021

2) PRk RS, HSHERERIC R DR
“7 77U —Jp UpDate CiThit 27 . KiG
- fm. 2 L iR, pp213-215, 2021



3) Pk 77TV T Bomon

W2 ETH? HAHUBTRENAE U
N7 %k ppl0-11, 2021
D FEE - 77T ) RN L

=2—2022-2023”

AR

EERRIZE BEfE, KHSE—AS, fF
R, WA ES4, pp354-360, 2022

5) FEH—#k: T4 V=L DIEE LR TA
> k. “Annual Review f#% 2022”7 S$AHIZE. 5%
AMER, FINE—. FHEER, EIFE mH PoE
4t pp233-239, 2022

6) Koto Y, Sakai N, Lee Y, Kakee N, Matsuda J,
Tsuboi K, Shimozawa N, Okuyama T, Nakamura
K, Narita A, Kobayashi H, Uehara R, Nakamura
Y, Kato K, Eto Y.; Prevalence of patients with
lysosomal storage disorders and peroxisomal
disorders: A nationwide survey in Japan. Mol
Genet Metab. 133(3):277-288, 2021

7) Takaaki Sawada, Jun Kido, Keishin Sugawara,
Shirou Matsumoto, Fumio Takada, Kazuya
Tsuboi, Akira Ohtake, Fumio Endo, Kimitoshi
Nakamura.: Detection of novel Fabry disease-
associated pathogenic variants in Japanese
patients by newborn and high-risk screening.
Mol Genet Genomic Med. 8(11):e1502, 2020

8) Kazuya Tsuboi 1, Tamotsu Kanzaki.: Skin
Lesion in Fabry Disease. Brain Nerve. 71(4):354-
359, 2019

9) Fei Wang, Hiroshi Yamamoto, Tadao Yoshida,
Satofumi Sugimoto, Masaaki Teranishi, Kazuya
Tsuboi, Michihiko Sone.: Otological aspects of
Fabry disease in patients with normal hearing.

23

Nagoya J Med Sci. 81(3):469-475, . 2019

10) Katsuta H, Tsuboi K, Yamamoto H, Goto H.
Correlations Between Serum Cholesterol and
Vascular Lesions in Fabry Disease Patients. Circ
dJ. 2018 Oct 3. doi: 10.1253/circj.CJ-18-0378.

11) Tsuboi K, Yamamoto H. Efficacy and safety of
enzyme-replacement-therapy with agalsidase
alfa in 36 treatment-naive Fabry disease
patients. BMC Pharmacol Toxicol. 2017 Jun
7;18(1):43. doi: 10.1186/s40360-017-0152-17.

12) PPtk 77 7V = AR 9
292, 2018

288-

13) PEH—#, MR 77 7 —IRO R
BRAIN and NERVE 74(4) : 354-359, 2019

14) PEH—wk. BRI AEL 91(2) @ 233-240, 2019

2. FERE

1) PR, ILATES, RAEZ DIEKEE- 72
~T a7 77 —45 2 FloHRATR. 45 75 B A
ARAZBE TR, 2021

2) PRA—#k. REBRICELT 7V R~
EEIRNTZHD T DORA >k~ 5 76 [8] H AL
WEFRRRE. 2022

3) PEH—#k, ILAYER. Detection of Mulberry
Bodies using Imaging Flow Cytometry. &5 63 [F] A
ARAERGH R F PP iitE e, 2022

H SnpORAEEMED HEE - BRERIRDL
L



JEA TR A e B i & R MR BBORITIEEE36)
Sy TEER S

TA Y= DI - VA Y — DTS 2 PR R AR D I R B A
]
WHger s Esir  DIRERRST: JRBRET 2d%]

MAEEE

201551 A NZHidT ST EE 12 555 < BERRHRIEAR G #HZ L 0 | BB T IR EER 2R O & 7 2 [R5
BEZ 2 L. HERD SO 5 BE % A L—XZ2W, IR CX 2B EH 2 MET 5 Z LR b TV 5D,
INEENCRIET A DEER CThHH T A VY — L « ~LF x> — A% (LSD/PD) OZEICE T H., HA
EPNICHLSRPE 2 Bl L, Rk, BHEEN CE 2 RHI 2R T 5 2 L REaK TH D, AIFETIE,
WiltEHt X —AR— 25— (https://www. nanbyou. or. jp/) (ZHE#k ST 5 KABE AT I O HEfp 72 e 1
LR BT B 3 J OV [ L A I a5 [ D 284 el e L C. LSD/PDESEIZ B4 4 i Ar 2 2 s L
s I NI EONR Z LG - AT U7, B2 RGEEEIL SRPbeesitisy (B4 33.3%) O RIERSHD
AU LSD/PDO #EF AR BRI 23 S AL TN 2D, AR — A X— TN TOLSD/PDO I R SR e —
B DNFEDSNEFR (18%) . LSD/PDESE DAHE S DB 2R (T%) Td> -T2, £ 7=, HEHE CHE S 7-LSD/PD
LML (16%92) & OEHEENR [H V| LREIEOH>T-DIE6liiR (21%) Iz PFEo>TW i, —
J7. LSD/PDOFIEIZE T DA E LT, OFMADERNLSD/PDE G- 7255 OMHRE D OB, @A A
— X7 (BBRIEERECEE TRERE) OREY AT LAOMHE, @ A DLSD/PDEF & RGNSk
TXDEMOFMR, @LSD/PDEEZD k7 Uy a AKHOREEE, GLSD/PDEEIR MG DEN, 72 EDfE
R o7, ZIHDORERNS . LSD/PDR2ERHIOBNLIL o7 L X V7= < EMEADOFEY O >
T — J\HRAE LT 22BN TR b TWA Z E b ho -, Bifialhers. L0 BULSD/PDDZIEARH] A HE 4L -
el LT 720121, IR CHRE SN 7-LSD/PDR2 I st (169F8) O&E] RO R IAH].
ERRE) ok, R o —T ¢ 3 — X — 72 EOFNH D IAT L THEA TV 5 KHBE IR O Bl 2 s HE L
R & OB LN L E X BT,

A. BFEEEH
. i MR R X — R — A — Y

T A V= B - SV A% 22— L (LSD/PD) 1 (https://www. nanbyou. or. jp/) IZH#E I LTV
XbOTHL. L D/NEHNIBIET 2 HH CTh 5, % A5 HRTE R U O $E I 2 S HE L SR BET9R B s &
B SR A TR EC R E B L, vy e ONBHESR [ S HIL SR B 5 Boe D 3F8495 e okt L C
5. BRI E OB IRRIEDOMENLZ D 1T T, AL L, KL SN EZEONE LR - 7
HHEZROMADOHP T, BV TEAEEIZH T, L7z,

VNSRRI, BHNRRICR O 5 2 L3 T (G EE~DELE)

EOMNET ETHEECL ST D, SIS ERIRE: - [ BRI L 0 | AW
20165 T AT S AU 72 B 1512 25D < BB o SR Ak ge (BFSE3RREA, - T4 VY — N -~ A F o) —
AJTENC L0 | 2018 LA, 5 H5E JRFURIC #bT 2 DRI S5 B PSR (AR 00 40 R L1 B0 )
BOEP LR BE D I S L, b7 R 5 i OHEEEZ . WRFROTFT 257 GRBE
AL — KRR 2 52 D 2 LT D2 5T77-01),

OEENHED LN TND, L, L0 RBHEED

ORI B B DS H D | /N C. HFfsR

B IE O /D HENE C > 2 LSD/PD D IR IE 14>

ISR SN TN D SIFF AR, AT, LSD/PD%& (1) EAFHEEE

B LT HEMOEIT 57 TidZe <, 47 L b ¥
PRI RBC M E NN D RS A, T 1) [BED S - 7= EEE 2 FOEEE LR B

=T, fEREFE T, LSD/PDOD RIS FLHAEEAAY o8HEzY (&% 33. 3%)

1R D TE HIRH 2 55T 5 72912, LSD/PDA BEfH

ETH/NERHE  WRHE DOV B LSD/PDR2 L SF B 2) [RIhiak OFERE

(16J5ke) &457E Lz,

ABFFETIZ, A EBE T Bk oD EEps 22 O HE B £ K2R 20 %

Wt 22 6F 5T LSD/PDIT X4~ % @2 SR (A il 0 B N 11 THiZY

A A 1TV, LSD/PDR2#E D Hitik Bl O B & i &
HEITA2Z2 2 HANE LT,
B. W3 5L

24



ESRVAS S v 1t % 20224F  1fifigk

EEmEE (EEER) 5) HPYERE
‘ By 22K
2L ik
. K sL Gl
s — ST 6) P& D SR RS AR O Fe i
= B3R e
HY  10MiEk
2L 18Rk
- [BI&HER% O PIT7E Hisk BB OHP ETONE :
FAE Sfax HY 6l
WA Gk RL i
EPfgé 4%
plas 8 it 5% « LSD/PDDYE B —FE DN
e e /PDDOIRIE—FLDIANF
JUPH A% ;‘?1@, 23%§§

&R Gtigihl)

7) FEMRILHEZ OB

" 5
» B HY  blfigk
.\ » 3B 7L 23k
: Bz B R N
; | » ] - LSD/PD% T —~ & LT-WHES DB -
: » HE B
' . HY  2EEx
- el AL 26Migk
3) BRI DOIFE .
- LSD/PD%& T —~ & LI=HHES DOFEM
= fi 204 .
o —T  R—H— 4 O 777V —FHEIF— (FE1R, HIRER
Z DAt 14 FEES )
y @  HEIRREIC BT D R O BGELA
[ &&= @ JEFIHE
@ IRUDDBLK & el
- EE ® HEHORETT SR
"HERI—T AR R 8) HEEFARAZE O DA -
= Z Dt
HY  1ThERR
2L 11JEaR
gREZREDO

+ (A1 Rl ORI

INERE 164
iR N 44

4) FERZEOEEE LR R B4R H B
[t A A 23 i

= EERIEREROSH Y
= HERIESCE O L L

20154F  offidy 9) LSD/PDAH#MA-4 -
20184 9k )
20194F  OffiE% 7 gk 1681F

20204F  2fifig%
25



« LSD/PDAHFE DFEH -

O T4 VY=L : 405%B . HEHIEICHOWT
@ TA VY — L5 365k FEARRIRHRE - TR T IR
RSO, FERFHIEIZ DN T

@ TA YV —IIF 35k, FHECE PO A DB
fit, BEESTOaIa=r— g [

@ A V=L a—F 4 Z—F —%E 1
® BEEYA a7 c—: 195%., DNERL EpEs
DN

® L ZEHE : 32m%. HEFR

D LaZHEE - 56

® 777U —95 : 35k, BEN

@ 777U —9 225, Bt EL, SR D s R
(BEPEiHE)

W 777U —9 : 3Tk, TEBR#sEF (IR K D #EZ A

Stz AR Fhit & F0HY)

@ 777U —%:50mH, I m SIS (7 7 7 ) —
Jp3 LAZN D FE TE EER O I R ETTITFE © A TE SR RO
RAOIT DN

@ A~Y5F ;14

@ BBHEY A bu 7 —225%, NER JKER
BB SRR OB DN T (BRAEAT & EHE) . 75
A S OIER &L FRHE F O

10) BRAERIZHIL IR & DO -

HY 6k
L 220EER

BB SRR & DOEE

. EES
525

j‘l

& M3
s mEE

i
i

Bhl
L

Hu .iJ

1#h =
IH=

\‘r
ﬂ
[
ik

 RERIRS ISR e & OEEEDFEA

O BB RHLEIRGE & BR300 DU [E
EOMTHEHROIE, BEOHI LT ANEITH-
TWa,

@ riREER, TERATR. BURA. /NER oK
akwfiE%vA»f@$ﬁ<%ﬁ-@%ﬁ)&

<3mwgmﬂr \ZOWTIE, B b &
%A%ﬁOEEE#bTP
C)m%%%ﬁt%@#%%

i AL ﬁ@k@@#%ﬁofwé
® BEHFHOBHEEIZOWTITEARIC D 51,
PREERIRER P2V TITo T 5,

® BB 2 — (R OE D) ZERE L.
R OFEER YL ELEE LT, #EAEDOTWD,

(b SIANEN

Eu:!:n

26

@ ERERMLAIFR: & L TR TOEBEEOX G
TN, i%ﬁh W5 IR Dkt FTRE 72 98 FRRE LS
DT, BT - BRI BTV, EEEA T o TV D,
ﬁﬁ%f$ mé%itiLh% CEAL A E D e
B, BER A R IE B O W TIE R B E KD )3 %t
mbfwé

(2) BHTHHEBE

1) Hll=DHIRIZISIT ALSD/PDOER (2 - 15
R NS U ay) EEICET AR A
EBZTLIIEEN,

O MHREB L ORE, WEICE DY =IO Elii,
g?bofik%ﬁ@ﬁMﬁ%%&®@%C%~ﬁ
A

@ EFRTITHAERDOEROIJER AR ) —=
VIR TC, RYR, 77 7Y IR, Aok

JE (I, D) | BIBAEYA ba 7 ¢ —OREEESE

wﬁﬁﬁbhfw . THHDEBRIZONWTIT,

BT O &2 B Y 2208 5 AR LIS D JEH
WCOWTHREZEITL TV D,

® 777V —IRICE L TiE, BOBENERES

RRNFETHDZ 05, WEE BB 2/ L

% N DORAS & Fii LT D,

D74 —LJFOHEMERE LT —F T

— 7 &L Y HRERE & M ERE D%y T —
JEVIZED TN D,

OA T aFNAT V== TITBIT DREERA
DOFEf (7 ) KEZRFL)

® KFEBE & OIRBRIEHE,

@ /WNREEL A KE S N GEIC

TWb,

@:wﬁw—ﬁvyxhyf%%

© ZWrc oW, %KEﬂjt% CUNRED o &
ﬁ@ i.@ ZWTRR AR, & O WNEEE 2 B8 5 &
B hHLTn5

ﬁ%ﬁ?%f% _Ob\TODxﬂS%i‘%EH LTW5Di%
BREROA, Wi, K5 - AR~

& %ﬁwﬁﬂzgf%é IREIZ OV TIEeE D

HPHREER & EHE L e N BRI AT > T D,

@ ZWr - 1BHE - FZEIZ W TIRREAR K BRPEIC B

WTITOILTWD,

@ rToVva URNEERREETH B,

@ FT7rVvya VITEARIC KRN ORI

BT T 5,

2) LSD/PD% & e/IN R BB EERRIRALARTN I M) T
BEEIF LR TWAZ L2 H 2 TLIFE,

@ HNH T, RAEMEFEHRTHOMDIZLL (FZ
EOX OB AENRETE 207 Y) | HME

%%%u%t&@ﬁ%ﬁ#&% Y7 HIENRTL

FU, ZERAENN DI DIERN S 5,

<D%%~®@E%m®77u~%ﬁ@% 2725 &

278, RENR AT AMEY (B OB CHIWTA

ATREZREBICT D L)

@ BRIZOWTOEBN LN NG DB LD

T, RIS TE D ERx DEFMEALEE LU,

® F/FHEE LT OHE T oRHE .

Z T AN



® HMEDOE K,

® KR OFICIT T D 2Rl 72 & DE-S1F 0
720,

© ERTIZIHBWTEEERAI B ©, ML 220,
@ FEZEERTIZINT, [ERHELS 70 &%t Ui
TENRZIRN,

@ RS o2 sl THE Lo d OREPRke 7R &)
TEEREORGEER . SEFITA LN D5,

@ HHPREEDO EIRE L BE - FEOREEDO D
DG, —IRETR < | HIRIERICH 2 el 2R nEE
Bnd 5,

@ /NME-RRNIZR D & BERIEEN 2D H D
NV BIRENER D20, BlcL > TIRLe L
HHERH D,

@ MhEl & OREEE N VBRIEIR N B o T2 B AT
BEN THIS TERWEAR D D,

® MR ASDOBITN D £ TETHRY (FF
\ZERA) 7 T S E R IROGE) |

@ MRERSCIEE, BRI 7 D2 BE D%
AB~DOBITINE A TR

@ rTrvvarynTEiny (60RoGH/NER
THTWD)

® A TRAEICEIFRT S ERMDAE,

® FFrovarkbIERE L ZICTRENDH
WS EE LU,

3) WFEHBICHIF T2 2 L 2BA T EEVY,

O KZhrBE OB D DRI,

@ BEFIMNICET DRy NU— T,

@ HMLSDEMMNERE G- 7256, HEICm
ERRHTE DL 57% (P iz, %) HHRYA b
DHEZL,

@ EOisx TH2Wrs rlaE & 72 2 A A O i,
® PBWNI D BFETEERESCEG FREIZOW)
THEENAEM L TR L—XIZZHTX AL

IZLTIELYY,
©® feE#RZIRICEIT 2 — M A ~D & O
AR AT,

D PRICEHT HEHR GaEHER L) DR,

® 1R IR D E R - BBt O T RITE D,
IR DIRBE N 2 D L < AOREE,

© R ORI TR RIRDOIERER Tl
EBHEO B D E LT & AR ZHL-> T
1T 2 D ARH OFREEE,

EERIC R T ooy varNn)EL Tl TWAD
HiIE RO fE 2% D FAF DFRAT

D. B8

AW TIX, BERERE X —FR—L2 =
(https://www. nanbyou. or. jp/) 2 I T\
2 AR B B O I3 2 R R L SR BE T 9T B S K
OV [ 9 L 399 e 593 2 D B 8499 e & X 421
LSD/PDRSHR B2 7 v r— Nt & Sk L, fE R
ZAERE - fRAT LT=,

HER S B HE L SRR 28 i ek (125K 33, 3%) 7>
5 [EIZ NS D v, LSD/PD O #E [ A 23 2 i
STV =D, HPTOLSD/PDDR HRI [ R R
Fe—B DAFD iR (18%) . WHESDBfEN 26

27

% (1% Toh-olz, £z, FEERIECHIE S #172LSD/PD
DIERILSIRERE (1695F8) & OEEENR R STV =D
I6htax (21%) &I e EF - Tz,

HEP 2 L SR B O e 2. HLSD/PDR2 iR IZ 5
A E LT, OFMADERIALSD/PDA %> T2
Bt OMERE N OB, ORI EMA B T/
B0 E DA L— X RASR AT L OREE, @Rk
ANDLSD/PD kT P g VBB ZRAEICEET
X ZEMOER., @LSD/PDEREHEA; % DR,
7o EOMEEN BT b,

B ORER TV BB DLSD/PDE2 R
0 TV DR LV ERMBEADOFRY Ox v k
T — AT LT 2T bl TWnD Z b
Mo iz, FifealREZR. X W BVWLSD/PDR2RIAH & 1
B LT 12O IE. BRI E &N
LSD/PDR2 Ll s le (1695858) D& E|l (FHRRAE 1,
FRA R, EFER) Ok s, R a—7 1 —
B —7p ¥ ORI IEAT LT A TN D B HBE T I
O R 2P EEIL SR BT & O EETRL S L B & 2
2 b,

E.

BLPLIZ 31T ALSD/PDR2EAREHNIL 150 & 1IXWV 2 72
VN, LSD/PDR2# L Smbe (169508) D&E|] (FRFRZAR
M, RS, E0RE) omibes, #Ra—T 1
Fo— A —Ip EOREN AT L THEA TV D EHRE
I U D BESR Fo EE HE L AU Bt & DB TR L 3 4 B
Th b,

F. WFERE
1. FROCEE

1) Watanabe T, Suzuki A, Ohira S, Go S,
IshizukaY, Moriya T, Miyaji Y, Nakatsuka T,
Hirata K,

Nagai A, Matsuda J. The Urinary Bladder is Ric
in Glycosphingolipids Composed of
Phytoceramides.J Lipid Res. 63 (12) 100303,
2022.

2) EATF. FRHHIEREREMRNE T F—

VA CHTI R T Y R—I A, RN E 97
(3) 304-311, 2022.

3) Suzuki A, Silsirivanit A, Watanabe T,

Matsuda J, Inamori K, Inokuchi J. Mass

Spectrometry of Neutral Glycosphingolipids.
Methods Mol Biol.

2613, 127-144, 2023.

4) Ota A, Morita H, Naganuma T, Miyam Nojiri
K, Matsuda J, Kihara A. Bifunctional DEGS2
has higher hydroxylase activity toward
substrates with

very-long-chain fatty acids in the production of
phytosphingosine-ceramides. J  Biol = Chem.
104603 2023. doi: 10.1016/j.jbc.2023.104603.
Online ahead of print.



2. FFER

1) PAEMT. JEES, SSRIS ., HPIEE] P,
AFR, BRAEM, EHItESE, KIFEL BT
ERIZITRFE 0D EHERE NG D7 0 BT
I FMEEE D ORT ¢ VAPERE N EE AT
%. #eal|l A ARREE AL Ts (BL) 2022426 A 23—
24H.

2) MEAMF. WILEMIEET S 7 0 bET IR
MRt 7 I R) OpkEfEX )T, Ze0mlfHE L
NAFTT 7T 0 7W5eE (ML) TASH . B8,

i

3) REMT. NEHITIERN S WMEE R OB TH
EE (FT7 oYy ay) OEEE~HBRENGE
Z 5D~ 55238 H AN 73 W2 E S I =
(Fh) 20224E9 H3H. A1,

4) BEMF, MRS, ARG KEENR
LB, e, hEFE . EITHEOR ) EE & %
JEICK L TR AZAT T T 7 b7 U R—
T ADF]. HE3[E A A RN R E K (FBA)

28

20224F11 H 24-26 1.

5) R B, A MEEL AEEKR. BEH— AL /D
Brwenl . RBEMF. VAR U DKRIE Twitcher~ 7 A
DAREIRRERRAT. FF63[0] H A R BF K (B8
AR) 2022411 H24-26H.

6) AR, MEE, REMT. TR DER=

2 — 8 OEREE A 7 VER RN, #63E H
AR R T KRS (FEA) 20224E11H24-26H.

G. FIHIMPEMED A - B ERRIT

FERFIAS
% 7e L

T —

2. TR
B

3. FDfth
B



JEA TR A e A B & (R IER B BORAT 7EH3E)
Syiamtse &

NNAFRTY =L RBIRAEYA bn T —&2aEte) (2B 5 BEOMEY) R ERO B DAL
e HE TEE T RRRT - WAl - FEEEdR]

M EE
B BH /xbu74~(mm)%aﬂmwﬁ%// AFICBE LT, 3O0METRREEZ T,

O BETA RT7A L OWGET « ARG R R 2 & B AR O LFEREIZTCQ4 . BQl4, & b
By 7 AAEB ESHE L TEE2ED, WEEOREFZTELTWD,

@ FHAZWHREIORESE « I BT U RS2 HEIC X 2 R HR A IR B L 5, Sl
FEEOBRHNSGT TEM SN~V A% o Y — MFEEFEIREICOWVT Y, B RZICBIT 5L 4
X2 — LHEY ORE D O EHNCBZF IR BT D RH 28 L, BUED D IERE e 2 2 f i
LTW%, ERALDHAERRA Y U —= 0 FEMER ORBEZR b S SEE O BIR . 2R, =R
Z. DRAFEL AR, =FER, =EHR~ORMEEZHG L TV D,

@ PSIEBED FRAK -« AENCHER SN 72BN ATRE 72 ALD BARILEURBE % » b U — 27 238 (F LT-,

et a4 (FTEkERE4 - ) (L DRIERTZET 21t 5, S OICIRRRIZE
W ERSHIEREA Y VU VRE 2 HEIEIC LT

e by e (I B RS2 B B A iy = 77 BIFSE TS 85 00 7 BAERA YV —=0 7 2filhs, B HIRD D &

BEEtgi o 2 — - HEHER) EBIZBEDA Y Y —= 2 TIGHE OREZENS

SEENT (R RZEES/E 4 = 7 HFEpT R85y 179,

TR > 2 — - Hdirite ) (@%@%EK&%KWﬁ%VV~AT%%VX

RIGHLATT (B R RZEE AR R T - Sdfrife 8) T DO FRIRAIZ VA F Y — LR DN
NDREBNZK LT, ~AdFy Yy — Aﬁﬁ?%@

A. BFERH PR ) —= 0 T RATUV . S RASEE O 2P
BEHR CHIRIBHEY A b~ 4 — (ALD) WEIZ CTRIRINEL, SN2 & UL Ao Y — A
LAV Y — MR O E NSRS 2 5 LT RIS BT, ZhRA 72 B W AR 225 5,
I, RHNARICBT S L L bz, FiAERR Y QALDFS AL I B2 D - ik
)—%/7®IW%A%@@ r%ﬁ%@tww UEBR AW 72 BN S L S5 70 KM AUALD R R |2 ﬂbf
RELZ BT, TODICLERERZIEIC EEBMMLE R Y U — 7 2R L 2ED
AR H B IL S IEE R v BT — 7%ﬁW¢é Ji e LT ZM D b FHNEEIC BT 5,
tk% ZECHT D ERIE R 2 24T 2 720 O TR
T A RIA4 2 UETT 5, (fm B ~DBLIE)
FNMERESOARO L LI MRENE %
B. WF3eJiik DTN D,

RN A BT A4 2 DUET

ALDEZR T A RT 4 & ARG RRH RS L C. WFgehkR

H AR AN RG] L ClET 45, BARAICIT A OALDEZIRETA FT A > DOUET

HOTEF o A% L ITBQ, CQ. HELE ST A ERL L. H A RACH B P & B AR 2 o L FRE
TIRENEERANENL D2, FEl. 1BEDOIEHIC &L THRtE - SREEZ® M, A=—7, CQ |, BQ%
Mz, FE. BEE, BEivov) 77k PERR L, SCHRARSE . SR, HELESU/ERR 2D TN D,
HORE Y7 AL MNM2 THETT D, Q@RI RH| DRSS

@ FHIZWHRHI DL uMwﬁ% M®tb®r%%% %E%%%#
BHNCZW L ClEYRIGRICBIT 520U T TR R IGO0 S+ FARREHICTESZ
ETHED 5, m@iﬁﬁ%ﬁ%bto

(1) ALDEHAZZ W 0D 7= 6> D IR BBTETE + B IRJEWR T ORFEZIEIC L D UL A F o Y — A2 -
%F#éMﬂﬁW@%%%@ﬁ AQURER /1 Hﬁk%rhﬁﬁﬁﬁﬁﬁﬁikﬁéﬁﬁﬁﬁﬁ
BNDHTET U RARTEHL, ZEOHCTEEL KT AT hLm%@ﬁi X, Sf4EE
TJEFE L., B2k oNBEEZERET S, 1220048 AR DL O RS S 2 42 ﬁ@bfwé
(2) ALDIEZ W 2 7 4 D T2 EA - WS @MW%¥Mﬁ%iUﬁé%xij*/7c;
BilEf A & ALDIB R F M A& O 72 2 Wik 4 % 6%EWWM/XTA®%W-ME% BT BHALD
RRZIEIC TLE L CaEEREE IRt Ttx 5 DOHFERZA Y ) — = ZBIAE IR IR 2%t
REIZRESE L. BT 5, BTN SEEE X VB L., & T o HEEMK )N
B)VALDFE R B L O EIR A7V —= 7 & ML, MEFXEBTMAREL 720 | BITE, M=E
BHIESERTZW o AT LOMEZE . ALDWHERE OF H tm%%%%bfwéoégmﬁﬁﬁ\ﬁﬁﬁﬂm
WU A7 BFICR L CEBEI Y 7, HE ZCHEENICANNE, ZFER, B4 TOALDE;
B RER . MRS RER & ALDEHE SR s ME OREBZWRAIZSIG LTV D,

29



(4) %&ﬁ TEBLF T — ARk A
7T L ODOFEGE .ﬂﬂ@ﬁ@&ﬂﬁf%@% IZTIE
IFRTO LA T Y — LK O BEF IR A 7]
BEIZ R o T2, 232 THd SDNAFZERT & 7
LTJ\/I/ZLA'» ) — NFOREEY ORIE D S %
%% BRSPS CIEM 2 2 M 2t a]
&%%%%ﬁbto
<Jm>$m5ﬁh®ﬁﬁm

ALD D HEBR ) 2> 3 U] 70 16 M s M i B Al L2 o 7
572 DICREALDBM R » N U — 7 ZWiLE -
JIRRE % Sy FAgEE & & I LT,

D. &%
KAMIRIALD O ME— D VR R TE 1T FEIE B3 o i ifn 4

MR ALICIRE S TR Y . WnIZBEHICEZK L C
BRICBT 50, S HIIIRIERNITZK L TR
W2 A LT KIRSCRIE R 2DRIEIZR ST D
_k#?%&ﬁﬁt Gﬁﬁéhfwéoﬁﬁ%

TIXREEZW D= TR AL I S D R Y
IE7/2®mﬁkW% THZW > 2T LD

N, S DIZRIERTZEMARIOME L HE L T\ 5,
D TRWIRE ORRZEIC L 552, #HrAalR
ATV == T DOEN, RSy bT— 7 OREE
ALDHA RIA4 v DOSETZED TV 5,
—J7. ALDZRL ~ LA F T Y — LRI DWW TIEE
Wil 5 & COMESCRFH Z 2RI ED 570
WA EEM DA ) —= 0 T T 7 — AT
ALY AT A ERE L TWnD, SHIZ
LIEFEDN HALDULA D~V A% 3 Y — AJE D AS
BRI S TR Y ﬁﬁ?%@%ﬁ#
5 R A& T, WOE%& Wric%5 L
TW5,

E. &
ALDZETe~ LA T Y — LR O BB S
FHNREICEB T 0580 HE O BFEOT A % 3
L, R mRICBT 5 3EMOEELA O F1 TR
IR 22T T D

F. W

L FwSCHER

) Takashima S, Fujita H, Toyoshi K, O
hba A, Hirata Y, Shimozawa N, Oh-Hashi K.
Hypomorphic mutation of PEX3 with peroxis
omal mosaicism reveals the oscillating nature
of peroxisome biogenesis coupled with differe

30

ntial metabolic activities. Mol Genet Metab.
2022;137(1-2):68-80.

@) Kato K, Yabe H, Shimozawa N, Adach
1 S,Kurokawa M, Hashii Y, Sato A, Yoshida
N, Kaga M, Onodera O, Kato S, Atsuta Y, M
orio T. Stem cell transplantation for pediatric
patients with adrenoleukodystrophy: A natio
nwide retrospective analysis in Japan, Pediat
ric Transplantation 2022;26:e14125.

® Ikeda T, Kawahara Y, Miyauchi A, Ni
jjima H, Furukawa R, Shimozawa N, Morimo
to A, Osaka H, Yamagata T. Low donor chi
merism may be sufficient to prevent demyeli
nation in adrenoleukodystrophy, JIMD Report
s 2022;63:19-24.

@ TEBMT. ARy —A0E. NAE Wﬂ
54, 2022 #ETE /NREBRZIEDO - O DIRTE
3. 143-153

® TEEMT. BIEAEYA o7 o —. e
BRARZE AN RT7 Y7 THFERME FINES
o B 2022

2. PR

@ TEMIT BBV A T 40— B4k
vaxﬁ)ﬁ%/7®ﬁhk& H AN R
Mé%ﬁ%%(%mﬁmﬁ%%%yyﬁVWAw
MEREAER~ AR ) —= VT ORE L RS
%ﬁfﬁ@ﬁ%%@: BT VA (20224R4 4 1TH BRI
il

@ TERRAT, B S ) A R Sk
DR —E, ¢E%F FaFshk, BB 1%, Otk
ﬁ% KPF L IR EE YA ba 7 g — AN
R AR A ?ﬁ%A(%M@%“u//T/7A6
F%ﬁﬁm EHRRIEBORERA T ) —= 7 H
WHTHE A OBUR 3R] (20224F6 H3H &R )
©) TYRRLT, B, AR, T
DR —2E, IAASTERS, PR AT ﬁ%@% AR
Z.RKEFM T4 — AJ”&EEIJWEI S =
74—, AAGEFRREREES (H63E]) R
T HERAZ ) —=2 7 OBR L] (20224
11H258 REAT)

G. HPMEEMED HFE - BRIk
Briz7a L



BT BRI A e (Fnt

IR BBORIETE S 3E)

Sy TEER S

ALDZZIETTA KT A4 » DIERK

WHFer s Ak

URBEBRRT: - R R BEIR]

2019 HEERR DRI A RT A4 v FEARE LT,

AMN 72 & ONZ MR IER |2
=7 RO F~— T —,
LCHELE, 5%,

PRIBEEEL, 5
BIELZ, o ey 7 A& LTI, ﬁé%an—~/7 B LUWTBRE, St O iefR 28 O Bl |
ZxPT DIRPRERRE 2 B _EiF 7=, ALD OJHRE
ﬁ%i@%%MLOWTWﬁ@mi%@ﬁL R
HELESCDER B B DT A RTA o BIROMER ERIEETT I,

CIEAR < SR BRI TRIRIC OV CEAN,

. B RE. AR~ AR ) —
GLHEE I T v

A. HFEBEH)

JEAEGHEE (2B T D BRI BREURMFSE FHE T
m\%ﬁ%%(%r)powfmﬂﬁﬁ4h74/
DOREEED TS, BIBFHEYA a7 ¢— (AL
D) {ZOWTC, BBINRFHICHES S BB A KT
A VAT D, BFOTET U AZIRYD AT,
PO 72 5 TNIBQ, 0Q & HELE XL A 1ERL L, iR
Eﬁ%ﬁ%_ﬁ40w4%74/&¢é ALDD B

ZWrOHESE . ALDIZIS T Dt 72 155 & B ER O HE
+ﬁAw®%&®&£%Hm 295,

B. W5k

R CAE1IRAZ ) —= T L. T R LD
WA, 86 LI3E, EEEAEELZ2KA7 Y
—= T EITH, VATYT 4 v LEa— (SR)
AR C, CQDHERE L2t L, BT A KT A4 %
VERNT %, BT FE w7 2 LTIE, FrERR s
V== 7 F LWIERE, JRREfRRARFZE OB,

AMN7Z2 & ONZ 2B OTRIFHERS 72 2B Y B 5,

(B E ~DELRE)
f%Wﬁﬁééé@%

C. WrEfER

20234 F DT = Bfe L CR2E A K7 A4
VNN —FTENERLNI VAT T 4 v L
o CBAT A FHEME LT, — ., D R Y
v 7 AZOWNWT, FTAERAT ) —=2 T OEANED
Ff] & EN ORI, Bl S i X 516
FEOEE, AMNZR B NS PHERIES (kT D16
HRWE . BT DIRTE %%ﬁn@@m%ﬁﬁbtoxﬂ
a7 T w2 LT RIERASCBBBO R E, & s 1R
ﬁ@ﬁ%@k%%ﬁ\7xUﬁ%ﬁﬁyﬁ@@%é
WRA7 )V —=2 7 Ol & FHE R, HRIHED A
A~—h—& LTDIMfEneurofilament light cha
inEREOF M EMR RN R 5T,

D. &%

ALDDJRHESFMT AR A 7 U —= 0 7 DA FtE,
WMEERZE OB TR D= DA F~— T —7¢
EBETA RTA MNERDT-ODOFEZB L TH
A7 AMG BT, EIRREICE LTI A % ot
FOERNLEEND, B FIBRICOWTE, T4
IZDOWT DT —Z OB D,

BOH &AL 2 1 O

31

E. f&ia

ALDIZ DWW, B2, B A2 5 NS Y)
TIBHERIEDRIRZ A[RRICT DRETA RT7A4 D
VIFEDNIRIEHE ER -7, 4\1ﬁ®ﬂﬁzuT%fiTmﬁkﬁ}i
& L. BARSERAHERT 22, AR FESO
EKREHGDTETHD,

G. WrsERE
1. SRR
)

1. Kawaguchi K., and Imanaka T.: Substrate
specificity and the direction of transport
in the ABC transporters ABCD1-3 and
ABCD4. Chem Pharm Bull, (2022) 70,
533-539.

R

1. Sera., Sadoya M., Ichinose T., Matsuya
S., Imanaka T., and Yamaguchi M.: SBDS
interacts with RNF2 and is degraded
through RNF2-dependent ubiquitination.
Biochem Biophys Res Commun. (2022)
598, 119-123.

2. HERFK
L A LAY — LD - HEe
WS ABC N T U AR—FZ—F LN,
M?@HK%? ¢l@li%ﬁx,m%

Jan 28 ; = (Web).
H. M EMED HFE - Bk
1. RS
L
2. FEHBIEB G
L
3. FDfh
L




JEA T B R AT R B & (IR FRBORIT7E S 3E)
SyTRRRTEE S E A4

JetERIRIRIEDEA

‘ e i ‘ 3 B B
AR RO RBERERRY REERTFIIE Y 2 —RBUs TR %]
ANEEHGE  [ENREERIITEE 2 —  BIE2HEE 2]

Wt #

WS BIRERIRT: /MRS Hdx

FRHRE  BEURT: e NEB AR E  FRAT
B AOREERERRY NP R
IRIEA BRGEERERRT: NIRERE  HeEdR
WtRZ  BESKRY: TEERESNAMGRIE  BhE#
FHERT HAUKFERRY: NEREEE R
KEZE NRERKRY: S TEBEFPH=E 2%

WMREE

FTA Y=L, LAY — IR LT BN TITOIL TV D e ERIEELE (BIn L &
ZOMDIEEE) ([ZOWT, L LR, 168R, BERRER, LEEEe EOBLR 242 L T, 5% DOIRE
BRI 2 B L. FRNE TN rTRE AR e ERIRERIE A . 3. BE S, EERNEES L OBRER DO T U E ST
T, BEHIE AL B2 HE T2 2 L atl Lz, ZOME, s e CliiRtEpg Y 2
ke~ ¢ (MLD) (Z%fd % Libmeldy (EUTCHER. Orchard Therapeutics), BIBEHET A kv 7 ¢ (ALD) (2%t
Zeli-cell (US, EUTCHRE. bluebird biofl) JFFEMEY = wEEMIAE 1 B2 %4 2 O0XULUMO (EUC&FR, Alnylam
Pharmaceutical) 23, " CTIZFA CTHRBEZZIT AR THEAZ RGNS RF L U CTHEE vz, FEElis T

TR CIX A 2 ZPE (MPS) TTAZX3HDNL310 (CK7g & Tk, Denalifl) | FabryJiiZxfd %Pegunig
alsidase « (Protalix biotherapeutics) 2EITIN7=,

A. HEBEH

@ T AV —AIF{ AL AHU Y — LRI LT,
EPNALTIT O T D et pg iR GBs1-#l
faiih & 2 OOIRIREE) 12O\, ML L7z
TR, IRBR, BRARRER, JEAEIFIT/e OBk &2
8 L C. A% OB & 5HEd 5

®  FN[E CHENE e S ENIE R LA 2, B
T EREES L OBRBRIEEDO T v &SN
HHE A% BT

. BFZEIT Ik
TR8R - FRIRAFZEIC BT D L T OB T — &~ —
A % W AFHRIERIZ K 2 BLRiTdE
1. ClinicalTrials. gov
2. EU Clinical Trials Register (EU CTR)
3. Japan Primary Registry Network (JPRN)
4. Japan Registry of Clinical Trials
(J-RCT)
5. UMIN-CTR
® TN ENDIRER - FRIRIFFEIZOWT, s, F
BREBAENLDT T TR EONKE R
FFLORERENTOEMICEA L THER b0 %
a4 %,
® — Xt L THYERAEBENE LA L. K
FEOFREMEE T 5
(REE~DER) HEMILOTHEY 2L

C. WroEsER
B IRRERL

® o

Gaucher¥i L > F T AINART X —|Z L AHEILT
OIS M E RS (LVW-HSC) 75 2 BEfE A v
AR BZ— (AAV) I L DERNES (IT) & 14
BIBAEY A ha 7 ¢— (ALD) LVV-HSC 2 {4 LVV
#7¥ (in vivo) 1

BB A a7 — (MLD) LW-HSC2/:95 H
1 IRV T&ER

ryuaiRA FEEY A e~ +— (GLD, Krabbeli)
AAV-TT 1 {2

Ao ~YF LVW—HSC 1 AAV 4 {F

LapEE (MPS) 184, 270 3#1Z 54 B LVV-HSC
e

FabryJi LVV-HSC 1 {f AAV 3 {4

B HIERR AL

Gaucherii 1+ 3T D0 T v ~mr, 24
k57 7Taxy—)L

ALD 7 un Xz K AR (—X)

MLD LVV-HSC2 1M 9 H 1 £FIFEUTHERE

GLD MIR219i2k 24V I35 Ra¥h A FLAFx =
— (v—X)

LAaJBER—= R FTUoFRU,AFVIATOX
VAR T (—X)

Pompelpi BEESEMiTRIRIE (ERT) 3fF

MPS  HIHX R ~BIE T HEEE A (BBBiEE > 7 v
e BESE - INENEE)

NCL  HrHUIRER3ME (A TIARPNERT K55 T-#% 1 3E4%)
FabryJ% PEG{LERT (Pegunigalsidasea) . BL N
N T ALy k7 E OSRTIRR




——< Uy ZECHR (NPC) 7 aF X2 Y B
ER L8 HitFE & L CHSP70amplifer (43
vy X)) | N-acetyl-L-leucine®%h 5

D. %

B FIRE TR OEA TWBHEER L9 T
WRBOZEN AR CTH - 7=, I8 115
i IR LR A IO NHPH TR A EA TV 2, £ D H
ﬂ%ﬁﬁm@ﬁk@ﬂ%@@%é@&%@ﬁ%@%
L7,

E. f5im
AL TRR L CIIMLDIZ %4~ B Libmeldy (EU) , ALD
ZxtgBeli—cell (US) JRFEM: T = UERIMSE 1 Bl
%9 % OXULUMO (EU) 759~ CIZifEsh TR A 521 B A
THHEAZ RGNS WA| & UCTHERS Sz, IRl
7R CIE MPS TR %4 BDNL310 (Dena
1ifk) . FabryJ®iZxfd BPegunigalsidase o
(Protalix biotherapeutics) % {3 Ur\ LT,
&L TR ST,

33

G. W%
1. FROCHEE
2. FERE

GEREALE S - H

C AT DA

H. M EHED HRE - &R



JEA GBI R AT A B & (IR RBORITZEF3E)

Sy TAAIF TR T

777 —{L AN — 2T AR

WHgeor s DIV EiE] BOUEE S ERR RIS R RITIEE 2% ]
bR B B RER R NER RS B0
[ B AOUEESER KRNI GHE
WL /15
AR RRCRES ER R NER R
AR HUEESERICARE
KIGRE  BACEERER R FERRE

MAEEE

& OHHELHEFIC AN THEE L TV 5,

TAYY —LFHOEERTRLZNT 7 7 ) —HTH LD, BLEESER KNI - B FEsok T
H 1634 DHEFEBERZ2012E)1 BiT-> TWbH, 5B LU A N —fEAER, $9R 77 v b7 4 —L0fth K%

A. WEEH

7 7 7V IRk B SR OB IR R
EH DT HIRIREN I S S O SR
CLTHHATATZDELTWAD

B. WG E

B OFE, MR, AL T AR O,
BRAGHRE 72 & o0 JLiR A
BEOHIRICE L TIE, DS3A T VAT Ltk
WL LAV A E2a—%NKTITH

DA BRIESE (25 U CHUEARA L T 2 3K Al
O £ H P THEER

(fEE~DHEE)
HREESERRFMBEZERXICHFE LIS
ERBRABCESESMEICHAL, FEER
BELTWS

C. BIFEREE
2012870 07— & % ERL, BEI634 DIRE %
BERLTUD,

D. %%

BUATIBHE T O FEREE R - 2 H 022 2 B9
% iR AL, A RPRAIC YR TIRME 72 & Je R
BIROEIRKRAER 72 E A2 BT DO IMEET — 2 &
L CEHTEENE bl b,

E. &

St bR RS tRF & OILFT —Z =R

IR T v N7 — AR E~OEH B HEIZ AN
%y

F. WFEERE
1. FdCEE

Anan I, Sakuma T, Fukuro E, Morimoto S, Nojiri A, Kawai

M, Sakurai K, Kobayashi M, Kobayashi H, Ida H,
Ohashi T, Yoshimura M, Eto Y, Hongo K The role of nati
ve T1 values on the evaluation of cardiac manifestation in
Mol Genet Metab rep. 20

Japanese Fabry disease patients.
22 16,31 100858

2. FoER

PR, 7 L R BLE IR — | LR AR
TS E] . BB = A A ATEN . KB+, KAEA
2 ERRILINTE OISR EE 2 VW e 7
7 7V 5 O VU ARG 98 (2 BEE T 2 99 28 HL D[R]
Ez'x’éﬁ(s:%lﬁ)l H A R R T 72 (20224F114
RER, O-8

FARETS, IRIEA ., LB RS, Bk, /R
KigHh, HEESE, KAAE 777U —F~T
7 VR BB IS X9 A SR A TR IR A O B AR AR s D R
Ej He3nl H A RACH R E 7 (20224114

AR VRRIRR, AMRIEA, s 4Bl
B 7 77U —JREFOEFLRE . BET 7
ZU—vikU-ﬁ% FE63[a] H A RKACH R

Werey (20224-11H . REAR. P-62)
(CRFEFEL BT - H - BITEELTLAN)

G. B PEMED HFE - BEIRI
1. FFrEs

2. RHFE IR

3. FDfh

34




JEA TR A e BB & A VIR BBORITIE S 36)
A FRAAE BE A3 RATT e i

TA Y=L, AR =0 (BIEREYA a7 o — (ALD) ZEle) ([ZRT 5 RE N oY)
TRIESR D FEBUT AT T AR OREEE & 2 D FAEITEIF D58 (BLILEE)

e B DRSO R o 7 —  AE Rk

MAEEE

AT DOMGIREBTH D74 YV —LFLSD)31 A, ~LAF Y —APD)6 A, BIFHEEY A K
27 4 —EALD)D 5 b, AROSMHFIEE T4 EE () ALD ORZBHEETA K742 (GL) OfERk, (2) &
FLUAN)—OFEEZOEH, (3) WAIFERROFEmK, (4) ALD ORMBZE & 7+ a—7 v 72
T HHEEORF A LT-, AEEIT(DALD @ GL SE DR & L CTHERAEFRZA 72 & QN AR OISR
RAED BQIZ DWW THFT L, reviewer O 2 X > &5 F7=, @UIRMRAEIZ DX SR 217\, HELREDO W 2
1To72 (2) IZOWTIEEMWARL VAN =T —XDIGHNOHRT 7 v b7 4 — LMERE TOWEF %
DT, BN DU TUITHUIR B AR & W TERLRIRRE O E 7 ¥l L7, (4) 122\ Tk ALD OREERF
ZERNMET IV HYRDA M & R AR LT,

i, ~U—E (nV2) ZFHL, WMEEE (F

A. BIZEHHE) z. Cz) LiF (Pz. Oz) (34T %,

BIZHAEY A a7 4 —JE (adrenoleukodyst
rophy, ALD) ®HA K74 (GL) OWE % FEHE (PR ~DELE)

M7 83kE LCHIEL, 74 Y — 205 (LSD) - BFE LA U — | ONT IR e fly
AIVAF L — L (PD) DA LY A Y —D BHGBOHFTOL L, MAEMIC OV TIEER
HEEE . BLSIRBED FfmEk A O 3, E7ZALDDOF EOHBI ., BRI X OMR#EE IZHA LA
WZWnc &+ 2 F5L 2 LT D, BEx25, N HEEESOEKRES,

B. #fFHE C. HaER

(1) ALDDZZMHAEIEGLIZ DU TIL P17 ALDD ZWHEIEGLIZ DWW TIIMINDS DR K55 1) |
&) —&— L LT20054E(Z TALDNY K7y 7 | CQ, BQDIEEMNGBHE LT, AHEMFZEE 130
IZ&2FAT L, 201TAEICGLE U CEE., 39T LT=28, ge b 11 & I ZBQIT DU THIERA TR ek 0B
BT —212H &S BEEAT D 728, MINDSD WA DB e ERIT O X CEVR R ATV, BREt
TS TOERREZTE L, CQ, BQEIEL, L7z, A O A B A CIIMEP, SEP, ABR,
SRZAT o THAEH 72 HELE STV ERR DY 21T 9 VEPZ 5|2, /NECIZABR, VEPAZ B E|Z, #hik

(2) LSD/PDOEEL VA R —IZOW T O FEEAR A I Wechs ler B A 2 MDA
WA, AERTREE ) —F—L LT TIIMITHERAT 52 L 2EE LT, SRIZOWT
HMMEERICB T OB —EEZ LDOBEL YA Y IE—R AV —= 0 T afRT- 1283 O, 43
—EFERSE, S TOMMEATHRICT 5 2 R L THRA Lz, RN R CORE
EL. SHICEMICHEA L CHRICGRETTE S DN XU T, BURE AT IIaRy e T
EEERE L oOHITSE S, U<, Bl amidss B LB e IR T Co

(3) HEIRFED RIS OV T, mEiERhse BEEEOZLIZLTWS,

) —H—L LT, AR, HgRlz, FMw BELV VA MY — BAIHEBEFRREIZ DUV T
Be, K, BEBARBE S DIFAEC N A0 Af /e & L3 IS AR E U CHEMZE, BRI %
PEZNANHRTHRFT 5, ZODDT 57— T T RBEIBE LAk L CRE L, B%H D
AR 2 AR L EATT D, FEH AT D,

(4) ALDORWIZKE 7+ —7 v 7o ALD B HIZMWr & 7+ u—7T v F~DOEBIZ D
UWNTIE205E LA T /N2 2361 0D 22 5 i R RE AN 2 i WM EOIREDORITEIZE B L TR LT,
Brd 5. xtgidaisd (F) 244 (10.6+0.47%) FARIAG, ORI 11 D 5 BFEIE AR, 0RT9fF] D §
(R ICZ2 1) | %58 (0) #1141 (11. WIRAEDN—E LT, OR2BIIFEA T, Wb
6+3.7m%)  ([A=23f) | RFAE (A) H8HI (9. 13U LT o7z, ARISHEIT, & IWRTEIL6HIA
6+3.8) ([F4fl) . Fz, Cz. Pz, OzDJii % 6 F. IR0 . 1EIIEE & OlIC R Cd - 7,
~y i (2-30Hz) OJEHEEISEIC 7 — ) =fiF R IRER (HSCT) /it @ 6 /3T —I,

35




FRIGCIRHA L. 84 CTRE /ST —fE 3 88, 0%
2B TOFRT —EME T L, 15T T L7,
TRIRIE L OFE TN L 7B & > 1=, ARUERIT
VEFEREAL 27 L 72 35 2451 CRES /N U —E A3 E
PERAK T, IBNIEERIEIN LTz, MEFITIX0ER
BEALDOIFI TV > 7= AN, 2. 8FERZITIR T L
77

D. #%

(1) ALDDEH DOCLIEITIZ DOV TIL FIEHIT
FeAE T, B REILBEOMFE & L Tk
YEf H CRAFESERL TE TH 5, LSD, PSDILIT Ay
DB TH Y | GLIC & DR IR IR OEEHELY,
PITZD L ULZRIEL TR WERERH L
HMEOERBLERZ EHE20, TRETIC,
MINDSIZ 524 HEHL U 72 GL Z fih 755 7R & [R1Rk D K&
YETABTE 2 L2225 1ix LIS < B A
Mind EHRIND, %< OBRPERGHMERE
DIFRBIE T DL NRFE SN DS X,
BRI E TREREN S 20b D, 1R
ERNTIRWRER D WVITIRRY 27 R E N &
DD TEWEBOIRIFRICEFRE R O M, 5
DT T vvaT w7 bIlBRESA, TFHE
B Z D BB OEEMENE LTV D,

(2) LSD/PDOBEF L VA R —lzo0n T
WA, plERTREEZ ) —X—L LT
BEMERICBIT 2 H—EEBTEDOL VAR
—ZREE S, sk CRIHREIC TS 2 L.
FEHWNSH L CIRBRS N EBE S MVTEITLT
X DHEERB L OOEITIELZ L2 IT,

(3) MLAIEFED BRI OV T, EfEhsE
Er)—H—L LT BEEAEZE kT2, K
. WEBRIRBEEE OAFIESRC N O 0540 72 & Bk %
AN I TR 2kl LIES T 5 X 5 siar
L EMNMETH D,

(4) BERIERICIX 6 PO JJTEIL, PRI & 08 &
13 T CIIMRIBEEERAL & —B U722y, 1355%
PLETIEIA—3T, 225840 6 I I3 & ik

SR MG O EEEBEET LHLERDHY . 6
TERIC K DRBENRTEND Z LR S LI,

HSCTIEAZIZ & i —H L, I 24F% £ Tl
#ahn, Fo®%EERICEE C7-, ZHUIMRIB
TR RLE b AE L., 6 WATRIEDN R 2 H#E

36

ETLHEEE LTAMTH D TREME VR ST,

E. &

MINDS D FEHEIZ FE SN ALDRZIHT « TRHEGLD A
FNIE RBILBEE L CHEERTH D,
BELVIVA N HAIEBE R OV T
REMIEE H LI LTEmEN T DY, KR
EEBITALLIBICHIG LT Ty aT
TR TH Y FERINTIEE REILBEZ ]
THERND

ALDZZ ERIREANIE D 2258 6 P IXRISIEB] D F
HIFEAE, FIEERALHEE | FIEH I L USRISIERIZ
B DIRENRAECICHEHTH DD, FEITLE
A GBI DB OB L. HIETT B %
FERNd 5,

G. R
1. FC%R

Kaga M. Normalization and deterioration of

auditory brainstem response (ABR) in chil
d neurology. In Kaga K eds. ABRs and Ele
ctrically Evoked ABRs in Children. Springe
r, Japan, 2022:81-168.

2. FRFER
Kaga M. Neurodevelopmental Disorders in
Children. 16th Regional "Stress and Behavior"
ISBS Regional Conference. September, 2022
(Japan)

INFEALT-. Z o7 FEEREE] 285 Leb
U 2 55 690 [a] 55 fifi [X [ Fifi 4 S 2
2022 £ 5 A (BR)

H. Zn8YREERED R - BECIRTL

1. RS
L

H

P
At

Dty

A
AN



BT BRI & (ERGVER BECRITIE S 28)
Sy TEER S

AL AF T — LK (PD) MRS AT AOREE 2 S ONTALD Y A R A AERK
WFe . BEL R [RRRURCE - SRR - 2%

MRER

AILFF T Y = DIFEDOBWHIE Y AT DOREEDT-DIC, 3ODHEBICOWTHY Lz, (1) k2 kr
VAT DEREED T DI, RIFEY ORI A X R — M2 E TP THY ., WS HOLDIFE Y 7 AT
WEBIENIE A OS5 FREORPLEE 2 MR Uiz, 72 ALD BIERE O MLKY v 7 b TR S A U
VIRE S THREOEINERD Hiviz,  (2) ALD IR MHEARRICEN A, KOT' T v 74— LA, BER
v U — 7 O EAT D 72D, EFTRIAUZ OV THENT U T O RREMEN $H 5 o 7TV B fegd L=,
GREBEAEYA a7 04— (ALD) OBRHTA RT7A VMET DD, LEAEICESW T AT ~T 4 v 7
LEa—%2Eih Th b,

A. WFZEEH (D~ @) IXFEMPTH D, FRZALDRIE B D1
NN FF TV — BNIFOBWI T AT L OREEE eI T LIRS E Y CHRE RO
DT=DIZ, (D IRERBW AT LE2HEET L L & BEINMNFE BTz,
BT, () ALDIRRIZZ AR ICER DA, KO
Ty b7 —Ah, BERY MU= OEHEIT D, E. f&ia
SHIZEEIBHEY A a7 ¢ — (ALD) ORI (D)~ @) IFEH Th 5, AWFFEOHIMANITITTE
A RTALVWETZEAT I, T L7Zemo 1oy, #BMROMIEICEB N TS HICHEET
DN D D,
B. #FFHE
(1) W HEAZW > 2T LOWED - | LC-MS% H G. WrZEREEK
WTALA R Y — A CTERBTHEEZIZ L 1. FWCHE
T HEM OMEFER 2 A & R e — AT 21T Controlled Tetradeuteration of Straight-Chain
W, REBER X OSERH R B 2 A # 2 - L Fatty Acids: Synthesis, Application, and Insig
UL CEEHICHH 502 5, (2) ALDO K JRTLIZ-Hou ht into the Metabolism of Oxidized Linoleic
THREERIZ A Z AR v — LNENT 21T, 2o faét & Acid. A. Watanabe, K. Hama, K. Watanabe,
RANRL F~w—T—FERHLNCT 5, (3)ALDZ Y. Fujiwara, K. Yokoyama, S. Murata, R. Ta
A KT A VEDT= DD LHEFHEZTTV, QT kita, Angew. Chem. Int. Ed. Engl. (2022) 61,
DT T U AR O ATV, SR I €202202779.1-11.
VAT T 4 v I b Ea—% 7o,
2. FRREFE
(B E~DERE) B AE YA ba 7 ¢ —EBEH RIS
AL, -V HR Y —AF T4 VY — A4 T DBESEENIIR G A A 7 4 v THERRE OfFAT, B
WICCTERET 2 B IEE oS &R 5/ JRE -, TELLRRR, TE(RIT, BRULFNHA, Z564RlH
Mrl & L CHFENmEERE R DOEGR (F@20-075) O AIEE AT 2022
TTHEMLTWD, BB HE YA ba 7 0 —BEDFENORRLIEE
R VNEEDORIE & EEAME DR, TEILKER,
C. WrshEE FRRIEUE 7, PEONE 1~ o e e, FEH B, R AT,
(1) MyEre iR, B B HE IR, ARl REILRNBA, #563[R] B AR RAGH B 7 2022
HAWTHNT 2 S CTh 5, FENTIZH R TH DM, (BERFEL BT - H - BITHEELRAN)
INETO L ZAMRHEHIENRE A Y A NEE I
2 C, MESHIEREA A7 > TPEIRE., mEH H. FBMEHED LR - Bk
JEREA A 2 L AT v — /Lo A7 L IR R84S
Bhile, BRLARRAER G U VIR 72 EITIR B 04 KBS

N
»
-

{EDFRO BT, (2) KA OE MR OfEMT > &
Boniz, BBEbam & 138 e 52 7 uizonT

ZDIRE T OREEZ TR T 5, F 2R8I 2. FEHBIEB G

BB T < VCoAIZ DWW T BT TH 5, (3) kA AL

BIZHKASNWTVATYT 4 v 7 LE2—%FfEH

5. 3. FDfh
AL

D. %%

37



PERT TR RN A CEERMER BECRITIE R )

Sy TAAIF TR T

53 B RIBLRIR A AR B3 D 983 L OV A BT A 1Bk

IS Was EE I 5 I Eh

[ RS E BT 22 ST TE e -

INERE 2]

MAEEE

1. TAYY =L« ATV = AFOBIFERZ FRFESE L7120, BITHIEROBESE & &b IfEH

DI=DDOT i — MEREITH> T2,

2. == UV IIRCHROBIETA KT A4 0 21ER., S RICHR 5

NIRRT A RIA v OUETEEZIT -7,

FRIKBOTZDIZHFFEEITV, BT LT,

3., BFELIAPNY —WFEEBRIA L A= LT, Ro~Yi, =—<2 v 70 C R, A3 LE 1/11 Bok
WERITNV—T1ZFTR L, VYR MY —BEOMBARE A, EBICOW TERRHIEEE 21T - 72,

A. BFFEEM

FTA Y= AFRB LUV Y — AT
PRARENL, BERMREIE L RO & DRSS
EOHBUZ LY REL LTS, ZbDA
DR O BICKT T D EORmWERE EBLT 5 Z
LERRIEIC, LT3 &R E LT

1. A4V =097~ A — LRI
B2 WA, TRHETE ., TRIRBH R 70 EYR R R MEIC
BLRE L7220 B B SR BE DTE D IR L CTRREY
35,

2. BIETA KT A4 MERK
DO =—~rVEvZHECHTA RNTA4 DI
@ WD AA T A VHET
2019 IR LT A RIA v DOGETIEE %17
)

3. E Sy A —LEOBEE LA N
— gL L ZORNHEHET S, LIYARNY —
RS L D EE O AREIEIEA BiE9,

B. W35k

. TFAY =LK LA F ) —A
I O AR BRI BT D WF 2

1) FBIE T B HAL ORLSIHEBE DR, 2) EEp
TEAEER Y N =2 1B A%E, 3) AL
¥ BB T2 B ORMHAR], LLED 30T
—< EHDICERRS L, EamOfERE 5
FABUROMBER T, HYFETL
BTl o — N EERR, B, fENT
179,

2. BWIA KT A4 AERK
O =—~r Yy 75 C BT 29722 W
TFEOHESE L 1R, BHEOAELECE S A E
A RTA U EER L, BARERNH RS

38

DFEARBO L EITHTFIT 5,

Q@ Ko YFRBEAA RTA

2019 2R LW A RT A4 v OSGETIEE AT
9o MINDS DA A KT A AMNERTFIEICHESE B
57212 BQ, Q. F—U— RZBEEHEA L, 3
EEERT D, VAT YT 4 v L E 2—%1T
D6

3. MIEELAEDOL E, 777 U, R
L S Uy 70, A SPHET/TTRLD 4%
BT NV—TRNZ, LI A N —HEEOWERET

o

B 3

Oy [

(wEE~DHEE)

VYA RNY ORBE - E EIZHZD | WFEEHE
EERERO B, PR mEEE R B ST OUKR
535 X HMWHEEED TV D,

C. MEsER

. HYSEE LT, 94 Y —LRDOEBRESE
WLTHRE, FHRICHLTOT o7 — 2B L
BoAn L7z, [EINERIT 222/579 (38.3%) Tdh - 7=, Hi
1B, T— 2 OEM, i+ Th s,

2. BIRIA RT4 2 DIERL
==~y 7IHCHRIOBIETA RT74
WEAERE IR LT =—~ v By Z IR D A
A4 RKZ4 > MINDSOHA FT A AMERFIEIC
F5<) BFEAR%, BT L,

QORAIFOBEITA RT7A4 L DUGET
MINDS DA KT A AMERFIEICESE | H
57212 BQ, CQ, F—U— NESEEIE L, i
EEER LT, VAT T 4 v LE 2— |2
M3 5D —R A7 )V —= 7 ZHta LT,

3. MRSy N7 — L EDBREFEL VAN —




IR T v b7 — AR D IEECE S
BV VA M) =HiEEHR L, 5RO

BULT, R NVN—7Z L I cmE AR EA .
BIX OGBS ANHEER 2y 7 T v 7 L,
KRB G A BAR LT,

D. #£%

A NN - N P p S N (1)
PLAIRBEARENC W T, Wk OB D%
TEHIHRAL &ds LRI EETH 5,

6D CHADE D WREBREEZ HO D) Z &
O, BEOFEMEZBET S &, Mk Licx
DRI PLAIFPE LA ELE T 5 Z ENEFE LU,
— 5T, MRELL EICEE ORISR S
5, BUE, AU Z L TCWAEENLDT ir—
Faeb o, BEYVA ROo=—X%&5 L, 8l
RTEZETHICNAIRED, o, SROME
ZHH L Tn <L,

R ~YRICB L CiE, & 5 7= 72 5UH1 23 34U
S, R ZRIERDR DB HE SN TR,
HARTA L DOUGETNRHOLEENDSEZATH
2o

39

E. &

B - TR, BRI ~DT 7 — a2l
L BUROEIR, BEY A RBIOERY A Rif
AN DOEHZEH LTV, £, BELY
A N UREEE L Ao, TRPRERIS BRI SR P A
Hl 2z T, Filzle A R4 LT,
== By IRCRITA RT A ERFIL, R
YARIRTTA R A VGETIFBRICEF L TEY,
KEELIEICTIT T ETH D,

F. WrERE
1. B3C3FE ENCEEIIIT-o TV

2. ZFEFER HINIFERIIIT-o TR

G. B PEMED HFE - BEIRI
1. FRFEUS M7 L

2. FEMBIEEE ML

b

3. ZOf FEMRL

k=111



S RIE T B e (
Sy HRTE

ﬁ%ﬁ%ﬁ%ﬁ%%%)

=

NIRRT A BT A L ETICE T D5t

W AiE

=N
PN

R FERKRT

ANERE WEHER]

MEEE

BEERARILC LS & | RN FIEIC L O HESEZ{ERRT 5 Minds 5 10X D TR ~JRFEITA K7
A 2018) ZLIRNHERL LT, 1B D BAERSGE L, Minds 2 A A K7 A LB~ == 7 /L) 2014,
2017, S HIZ 2020 IZHH S, (ERFFORER b RE B L. B, BEREMFTEE (ERT) 04,
BMEOREIRGBHE N ThREaNZ &, STk BRBEMTIRIEDEREZ T, Hilcd el
WA Tz, DIRIOEEFRFEZRA L DD, 7 V=N AT g VNHROMEERZNZ, Ny 77
TV R AFar (BQ) & LTHARRYZ V—= 7, ik, TAR ~Oxtis, tEA ERT <°
BATIERZ GO T HHOBREBIC LD Z LT

REEITHoT=

A. HEBEH

HARIZBITFDERAIFTA T4 1%, 200645127
Pompe disease diagnosis and management guidel
ine” I L TER &7z TR ~9F (BRI
B W IRIENTA R T4 v (B1KR20074E, 43T
hR20134E3E1T) 5 AR~ (HERURIT &) A R
T4 UREETES (IREMEEN) WE) [T,
2017~20184E(ZRHFRURRILIZ FES & | B 72 Tk
I X W HERZ AR AMinds T RUT L D TR 95
ZWITA KT A4 22018) ZAER L7z, {ERKD 554
Nkm L, MindsiZ2EHA FIA4 U Efli~==27 /L
M20201C B S N- 2 &, T4, BERuiFEE (En
zyme replacement therapy: ERT) DZ4M:, BZ)
MO EBRBERE T ThEahizZ &, 51T
i B EESR A TSR I O AGR & 52, Bz l\CETE¥E
WCADZ L Lo 7=. AT, VRNZIEARZE LTV
71 EH, TAR (infusion associated reaction)
SO FHAL, WS T I X ATV D @PiRAfi~D 5z
MEIRIER EBLEDDHZ L LTS,
B. WG E

BIEHA R T A 220180 F Bk PRAEE A k& L,
ERT7Z2 ENM AR DG 7T V7 K7 =
AFayv, bbb )=hLrTAF g (CQ)
EL, PRI ET AR E D, SATIEEZRN
HEEERIFEICE L IRy 7 VI K72 R
F g (BQ) LEREL. KCUHEYENT T A
EX—U— RO FE (PICOE 72 IZPECODELHR) % 1E
B, —WR, “IRSCERBEZ1T S . SREENKCQUC
BRSNSk E A X T VR, BIEAVER
HERD EZEF U A LAULDEDE DD B SE G
EETHEREAED, VATYT Ay L Ea—%
1TV, ZOREREZ S S IHELRE TR BT 5.
(fREEm~DEE)

x HA RT7A AMNERDT-8, mEIRBEIZ 2V & &

2D,

C. MrEsER
WERBERTDIHFRA 3 Th o7z, 7390
TNay B —8T V7 7 HARTEMINE (20214
11H) ENZ1EH D022 L0 dEEEBE L
7o, TERZEEICINERIEIA ZHE L, BRARR
YR DRI TH DT, BARENEN4
- CTIHE, FEPICIMRRNE 24, NRR

40

E104 DF 128 ¢ Ieoin. VAT T 4 v 7 LB
— (SR) ZEITHEMAINTES & LT,

CQIZBILTIX, I A R4 2018 % BEBEL,
HEHEDIBQEMEET D 2 & & L7,  [eql.
R~ YFOBMITIB N T, IR R I HEE T &

B3], TCQ2. R ~YRDZWHIZ B\ TIEAK LD
GANEMEIXEZN N2 1, TCQ16. R ~YFIZRIT 5

BHREAEGEOA AMEZ?) IR TE, CBBAC
ZEE L=, i, BifzicoQé LT, [CQld. AR 9
DOAABIEIZ BITRIEITHESE X 5002 ) ZBIL,

BQL LT, [BQI6. R~YFDOFERAZ Y —=
71, TBQL7.  IARDEE Z o 7=3E OXRHLE]
(BQL8. fhyEintlEEL oM, [BQl9. Fo

X9 7 B I BB SR R R T X D),

[BQ20.  EIn IR Z G Te B LU VBB FIR
O] 2B L. WEMEEIT P E®@ EITL,
HETITPICO, 77 ML, 2—U— ROFEE, %
D SCRIR R 22T, BUE, —IRAZ Y —=2 7
Lo TWA. F£77, SREEICELTL, HFrLnEk
BN%inoizi=h, SRICEHT 2B S 2% T 7.
D. %%

Minds FRZFBLTOHA RTA4 VKETH Y,
IRTOHA BT A4 TARIE L TV AIEE DB H,
G NHIRE, HAERA T UV —=27, IARD AL
B EaF- 2Nzl BRES TAREL TS HD
L LT, HRICH 2 2ERTOEEx Y OIE A 2451
M2 T VBN B D, £7-, Minds2020TlE, %
FHREh B 70 P IEFRF R 7B SIS KL DB R WA
TIEZWAY, HEBEL T2, ERTZg & @A 73 B
45720, #iShin LT v 7 v 2 b bbb 4%
HRMETH L, X5, BIEHTA R A 2018(%
NREBHE, EIERMRBEFE S THmLoNTEY,
L <HWBENTWD D, It NERe—RNE T
FNA LR, S %IIERIS, BT A RT4 v
D K DARFE & BAE D — X NEHE /N RHE o F
RORELET 7 — FREL, EBIZEILRH D
MEIMRELHBL TN FETHD.
E.

R~ YRZEHA BT A 20180 ENEE A Min
dsZWEH A NI A4 MNER~ = =2 7 /L2020l H] - T
BRtGE L7-.

G. Wfze3k




1. FRCHRE

1. KRS
L L
2. FEFR
L 2. FEHBIEB G
(RFEFEL BT - H - BITEZELRLAN) 2L

3. FDfth
H. Z89BERED HE « BEIRN 2L

41



=

TR A (ERBIEIR REBURATZEH 36

SRR

TA I —=AJF{, LR — A (B

WOE@&EﬁﬁiﬁKﬁﬁtWﬁ@% & T DELE
U IR R

WHIEo A Rl

HE

AR T 4 — %ai&’) BIF5EE

ﬁﬁéﬁn

FRBE R SR e et N R - G

MAEEE
74V —2% (LSD),
BN THRESINLS

BED TR 4 HEIZOWTIRD AT, BEL YR R Y —

SNFHR Y - MFEBLVRIBAE VA b
WD > b, BHEL VA R Y —OEE L ZORI, JCERIBAEOEA, L

—CR T D E DRV ER A 5

EEWR T Ty P — L BEA LT A VY

—LREEL A MY — 2L $%%ﬁ%%%LtJﬁDﬂﬁﬁ%vx%Amome;70@%%%

HMHFEAHER L, 2oL T —2 a3 b
I, =T =JRICE L C,

WA ~ D AT OB 24T - 7o, SelERIEHRIE DB AT SN T
ﬁﬁ?~ﬁN—X%%wﬁ%ﬁW$Ki6%%%m@%@%ﬁoto

A. WFIEEM

TA VY =P (LSD) | ~ LA F Y — A%k
JORIBEHEYA ha 7 4 =T 25O EWE
BAEBTHHINT, (1) BELVIYA N —0E
LLZOFH, (2) ZWENEORE (3) iR
FIEOE AN DIHBIZ OV TARERE TMRT LT,

B. WA

BELV VAN —OREEIL, WFRHEE #EN T T
v N7+ — L ETEHSELEML, BELEE
BRIk DEE, v AT DB EITV, BE B A B
WhdbHEE LT,
PZWEOWE (LSD2Wr iE v AT LOREEE) 1%
BUAB U AN VS T i o R &E&kﬂ&@
MEIAWFHFRZE O SR O i 2 BAZ L L=,
SeE R OB 3 2 RAMFIEIX, LSDIZ%)
LT\EW%TﬁbMTwé%@%%ﬁ&_ow
T, BURZHE L €. 5% OENICEB T D IRk
At T D A, 108 - %fﬁn R A AT —
§Z?%mwt%ﬁW%miéﬁﬁmﬁ%ﬁ5$
(P ~DELE)
ARHWFFE I BL A~ DO BCE & ZE9 5 R BB I
RO, ETOEXTIFNMEEZESD
W2 hi L7,

C. WF7EhER

BELVUVARNY) —OEEIT, 74 Y —LHD
B ATREZLSDABIE H A 3% E L. 1
N2 TR BIZR A O HUEE 21T 9 B EE BN
— FOMERTHEETHEL L, RoYFL=—~
Ve B ZIRCH, 77 7 —IREE, A SPEEIC
BILCIER L=, £ LT, Y AT ASEZ EE L.
R~ =—< o« ¥y 7RO CTHRE BB
%Lto$%&®&E@w@%§%vx%A®%
)k, RE R HEEM ARt T oL —RER Y
w%®mm/~ﬁ%¢&L\W%%m%m%ﬁ$

Tazy L
HKEBDIT

(e ={11}

=7

42

— AN VICERE L, KEOH > T HYE L EY
722 W FE R i 2 540 L 7=,
SeEMEROE AT AN IR, T —
= IFITx LT, IW%Tﬁbhfwé%Lm%%
EIZOWT, BUREZHE L T, A% DENIC
%@ﬁ%%&%ﬁ@ié%\%%-%%ﬁ%ﬂ:%#é@:
@?—fx—x%%wt%ﬁﬂﬁmiéﬁﬁmﬁ
117,

D. &%

74// LIRSV R Y — AIRE L ORI
BAHEA a7 0 —3EBEOHEE IR T, 2
W77 S ST B . SRR 4 ﬁfb/m
TLUHKREHEMEICLS 7+ —RN Rt Tx 50k
PUZIEZ2 0, 2D OB EBICR L TE OB W EHE
LT D 21T, AUFEEE TR A TV HER
AT DENMAL IR WEELDRERED
Ffe L CHLY fHTe LR D D,

2A
E. /nuHH

BV VA RN — OB, LSD2Wi 8+ A
T LDOHRZIEDORLE, A RLIAK O E SR
TBRIEOERBEHE 2 1T-o72, SHBITEEFEL VA B
U —DBGkAE FICH#ED 5 &, fIBRBOILT
179, LSDE2Wr3cdEs 27 A L Cik, R
BoOEEYER, VATLADT T aT vk
X5 & HIIBFIEOHED DD Xy N T —7
R ESHITED D,

WroEsE R
AR L
FRELR L

H. JRRBERHE D HIFE -
1. FFFlfs 72 L

2. FEHBERGE 7oL
3.FDOM AL

G.
1.
2.

BIRIRDL




BT ER E e B i & R MER BBORITIE S 36)
Sy TEER S

BIBAEYA M7 —BIRAA KT A~ DYET

R BERERRT

WHIE A MRIEA

(e LY o F A FZALDDVEE « FRHICE LD

ANEFE HEHER]

MAEEE

2019 12 H ARG RUHERE ok BB HEYA he~7 4 — (ALD)
iz, Alal, BAREREEF MM EBM % LKH#EEFE (Minds) OF A KT A AERO TS IZHERL
7 TO ALD 2% T4 R4 VOUGTIEEZITV (ERREEER « TE#H1T). CQ3 B L2 A A T
ALD DR « PEECHZD OEOUGTIE(%21To72, v LY A A M K D, LRt s
e DR T, 2. AXARRR R HET O I, 3.8H MRI Fr Lo B, 4.8 A 20ETOIEH D 4 SDEhRIZ
ONT, TETFURERDLLEEMB L, VAT ~T 4 v 7 LB a—, MR, EHCEER L, 0
FESe, B LY o A A R P AR R SRR A 2K T S 220 RITFEO DT, £ OMOBHRITFE

VRSV AWAIEEY el

IRATA BT A 2 2019 HFEF] S

A. HFEBEH)

20199\ HAE R R 5 R AE Y A
ka7 ¢— (ALD) AT A KT A 2019033 F]
AT, HAREEISEEREAMBEAS EBME M HEE 334
(Minds) OHA KT A ANERDOTFF| S ITHEALL 7=
HOTIEE Do 1=, Alal, MindsIZHEH#L L 7= 515 TA
LD A R4 v OUGETIEEA 1TV (TEREER
B FIEBMIT) . CQ3 (L 44 A LIZALDD
B« TEHIZHEZD OHEOBGIEXEIT> T,
B. W3 5L

LY g A A M KB, 1 R R SHE N
PEDIK T, 2. AR IR E O T, 3. R MRI
AT RO, 4.8 AREOEITIHE D4>DZhEI
DONT, F—UV—FEZEFEL., TEBREEIToT-,
BMBEINEZXEN b T 2 05 b O &
L., YVAT~YT 47 LEa— #5350, %
VERY L7z,

C. WFFRER

SCEMR R DL B PubMed?)» 65163, EHEE L 0 14,
Cochrane’» 56 CHR SRR S A 7-, EAE L2 BR <
EVTTSURN RIS L 720, T T A NT 27 NOWNEMN
57U R E—ET D25 S, &5l
OBILL B D EE 2%t & UT-BEFZRICi D & 1430
AN T o AENE LT E Nz, Eitodo
DRI HDONT, HTDOWTII3, 21DV TIEIL,
312UV TIE10, 418 DUV TIE3HR D STk S w5 & 77
ST, ETOIRIL, %A EBEMIETNA T A
VR ZIEEWEEZ BN, RBIEFNIKTT 5,
AR ARERR 5 OHEL TN, BEEMRI P LD e 2h F 1T
DOWNWTIE, DIROIE—BMENRE o T2, F DMz
HRIZOWTIE, FE—EBMHERO T, RIE
HOoOXIDINWEEZ BT,
f%??%ﬁbﬁowf@%ﬁiﬁT%@E@k
o,

1.1 LY A A Vil fafn i & 84 N5 ks %
EFESE50:  MABESHELEBRIME T2 0
DOEFARIERITSGE ST, HESRE X HThenz
AR HERET S (RET D) ) &L,

2.1 LY g A A ST AR R S D HELT & )
HEEHD: ALDOET ORI I T R
P D HEFT DN, AFEIE B 0D HAX AP f S FEE T

43

ia B E LTha LY+ A LOf b THSE
ST HERE IS (T2 & 2R HESE4 5 (i
£T5) | LT,

3. 1 L 4 A A JVITEEEMRIFT R & i S8 5
e ALDDOAT ORI B THEEMRI AT R Ot
ARISIEF| OTHEMRT B F T L OF T2 B & L
TOr LY 3 A ANOEGITHERE S, HELEE
m;ﬁb&w:&%%<%ﬁ#5(ﬁ%#5)Jk
L7,

4. 1 LY A A VTR AR R OMELT 2 i 9
570y ALDDORIBEAREDOIRIE. B L OEITE2 I
THHBTE LY A BRSNS, H#HE
%%gﬁﬁb@m:k%%<%ﬁ?éﬂﬁiﬁén

S BRI HONWT, =TT VR E RS20
72 DOREEE - fifin, U 7= fiani SC &2 VERE L 7=,

D. £%£

LY A A VT, ALDTERET S i P84
e 2K T S0 EnH 5 Z E1Zai L v A
<HBILTWED, ZDRERIIZHEIZ DWW T AT
T A v L a—&{To TR LIZD DILeh
ST, BEF LT, ALDICKT ALY 4 A0
DNRAE | —pi a2 R B LT iR TR
fifi + IBR L, B LY A VORI R 2 T &
TUAR—RAHIRT D 2 LR TE 2, AL
T-HELE L, A% OALDZIRICKRE S BT S L5 2
SY IR
E.

INHOTET U AR L LI RIBEAEY A b
T4 =T A R T A OSGETRZ 5 T3 5 5t
Th b,

G. Wfze3k
1. BRsC3E

L
2. oK

L
H. A EREO HEE - BRI
1. BFFEfE
2. FEHBIEB G
3. FDfh



JEA TR A e B i & R MR BBORITIEEE36)
Sy TEER S

TA V= DIFDOBIRTA BT A > O & BB 20158
WHFET s AT [EARERRT: A ERY:  FrEEd%]

MEET T4V —DIROBETA FT7A4 2 (GL) OFERLE FHNICRET 252128V C, EBM ¥ K&tk =
¥ (Minds) OFEICHIY, L #HE, CLAERL. AT ~T 4 v 7 LB 2—D 3 @EENS 72 DA%k 2 Ak L.
BHEGL OIERR & ET 2 F0E LT-, AMEE T, L IEEBE OSSN L AEEDOINE 2 ET 5,
R, BIFEEYA ha 7 o— | A ZPHE 11 8329 GL (2017/2018/2019) OUETEH % 50 L T
%. ET GL Ti, /NEEIR & NI OB 2D, RIREE Y A b 7 0 —8GET2H GL TlE, AP
VATRT 4 v L Ea—IZHESL GL OFEMREBHR LTS, FIAERIEKRY AR J—=2 7 OfFH %27
L, AR E A ZHEE 118 GL OFH Tl HHIaREOERAE RIS 5, [F—v =i A1 K
T A 22021 CGERH BT PERE, A mesiE - i) 23 Minds INE GL & L TREI =%, 45
FE Minds AR —L_X—VIZAB &N, Fl=—~2 o 7 CHRBIHE 6L (2023) (ERHEEFSMW
£, EHEUICIRE - W) 2S5ERk L.

A. BF3EEH) 1) EEFREEO®RE
T4V = NIFOZIEITIT D BB FREI k) A a— T ERK
L. EWfIHE Bt ogRkeEsrE+s 2 CQETE
EL RN, BT RSN RN IA L FATE PICO (P : Patients, Problem, Population,
NHZEEZENE LT, A4 Y — LRI A I:Interventions, C: Comparisons, Controls,
K7 A2 (GL) ZEkT %, AT ~vT 4 v/ LE Comparators, O : Outcomes) D
2—IZ X BT U ARKOFL, WL EDONRT 2)  SCERER CCHk— « “IRAZ U —=27)
VADWRICEY, KiEEEZ DN HHEE AR SR (EH&: - EMER)
4% EBM ¥ M HEdEE ¥ (Minds) OFIEICAID . GL T BT AR
EVERKT D, SRLR— MMERL
BROESS, T L AOERREIZLD ., GL 3)  HELE{ERL
D7V =Ny ATz (CQ) LCHLEHIE(T S PIRCLELZRAERR
72, WYIREHIC GL 2B H+ A LERD D, i 4)  ANEREEAM
WA HERE DO FH A BRI, 2019 fEFELIRTOE 54 NTY w7 ar "EE
WREE [ 4 Y — AR BET 238 (f 5)  ZABH
BRRMBIE) ICBWTER LT 4 Y Y — A0 GL PR
DUET AT 5, FTAER LTz GL OTE Rk 2 HEitk A, FRRMENA KT v (ERRBMEEEDR
T 5, £, EFEMEMERE - RE) 1ERR & 5
B. #Wf3EHE [ AR DOGL (FEFEah) 11X, JeRARH
1. T4 VY —LIRZECLOXNBRIEE L HRGCL BRSO RRAEIC L DS DOE T - KRS0,
1) BETHA RT A URRIKR SEE . N7 v 7 A= F R T SR
BB EEYA e~ ¢— (ALD) £ EHEMIEHIEE - fREDGLE L CTRFIT
ANV 51 D, FD, ARBFZEHEN HMindsIZGLABH % R EA
L ZHEETTRL (MPSIT) ZARFE L, MindsIX#GLE L ORE S -1,
2) FERETA NT4 v GERREHRE S RE. Minds7k— A~2— 1A &N 5
JEH B M TREEEAS - fREE) TERK  XFERGL (REE~DAE)
I I A KZ A4 2019 A NG, BERIGEHRE R T, Bl Ol
——< B Z7JHECAEL (NPC) 2021 BAEVEL LA,
L ZPEEIVARL (MPSIVA) 2021 C. MR
2. IR GL YERARRRImAR 1. CKETGLYERARMRARAR & TEEh
3 JERE S DR % TRk - GLELHE (ZEER fBHEAFET, AHERT)
1) GL#HE AR (EREE R AEERT)
2) GLAYERKZEE CHIBEEYA e 7 o — (EREER FEMH1T)
CQ DITE, HEEITH, - MPSIT (fEpkZEE /IVEEHGE, 1EREIZEE R
3) VAT~¥T 4 vZlba— (SR) £H TEIR5 )
CQ IZI»>T SR LAR—F&2{E Lt F TERRZE R (KGLIZHI104) . SREE (£GLIZED
S RN A R 5104) DO3BHEE) SR D Mk Z R L=, /IR

TIRO 72 B AT D = &7 2 ZHELED &
LR RFEEZDI L EBEAEY A e 7 4 —GLT
3. GLYEgkDu—Fk~<wv7 X, BARERRBIATEFS L AARRESHEEO

44



FEEEALTND,

TERRZ B, CQEE., PICODIERK, SCHkARFR D X —
U— REHEAR S, A NVA =R o T2 1E¥E%
;ﬂb\%s@é&ﬂxﬁ%éﬁﬁﬁﬁ L7=SRE 2 F—icH

nL7z,
2. BIBHEVAbIrT 4 —GLOEH

BIEHEY A Mr 7 0 —2GL201TO T H Th
v, KRFHIOSRIZEESLGLOSER A BIEL TS,

4-25MDCQ & 14MDbackground question (BQ) 7> & A%
HGLEZEER L.

CQl. /MR - BEMIRMANZ 39 2 & i
T3 20 D>

DN e S e B el R 2 T e =)
b

0 LY A A VIR ALD DVERE - TREICA
IV

BIHEEE OFIERTZ NI A 2h )
KIMRFEIE D BHIZWr R A > b
Adrenomyeloneuropathy (AMN) . Zi3EAE
DORIIBWIRA > b

AN - BT O BRI AR A > B

T = AR N Bk A D R2 Wiy . 5%
LT IRAE DLW E £

H RV =7 AERS MRS 2L O p Bk
ED XD et AR - AROLEE MR A
HEIRT 20, ZTOFHARA > b

B AR EORIESE - Flin, R, RA.,
1R

AN LCLMELRIRIFEFIE IR LT ED X H 2Rk
FEDMFAET DD

BQ10. /NN« AMERTIIZ 6 L C & D K 9 7R iR EN
FIET D)
FIERNCRZM SN - BrEREOBRE TV
MHRRGT D02

FuH L FIRA~OBLBI T Y 7T
SDED L HITET I

FIERT Y A7 BE~OBIRIV Y T
W2 ED X ST o »
ARV —= 0 VSRR, FEEMRA.
PR OREE ~DBIE D 7 ') 70X
ED X HIATH M

SR (B - EMM) . =BT ARG, SR
LUiR— MERRZIT o 72, HERERIERR, 2IECLIEZE
TERR L, BREBRPEIZEEL TV D,

D by 7 A L L Cfuture research
question Th H D [FHrOIREMAIISE) [Eis
TIRHE ) TAAMN & ZoMEFIEE 1 TxF9 2 TR IR R |

HAEWRAZ V—=27 ) O42% Y EiF7=
3. AN YRCLOFEHT

R YFBWETA R T A 20190 FH THDH. T
LT a B —8 TILT 7 Oy T IVEEFEIEIC
M6P % fi A& S W 72 55 2 AR D EE R LA D BF IR ~ D&
ANZH%HL L, Tt Aa—7%1ER LT-.
gm?:ijW (—HE )

R RIS 5 1 ) 7 BRI T B D 4R

< IR AYRIZ IS T DU e IR IE OHESE (BSR4

CQz.
CQs.
CQ4.
BQ1.
BQ2.
BQ3.
BQ4.
BQ5.
BQ6.
BQ7.
BQ8.

BQ9.

BQ11.

BQ12.

BQ13.

BQ14.

45

FeRE, RERE, RHERIEICEET %)

< B LUWBRE DO I

+ infusion associated reaction (IAR) %k
[ =

< RN AR OBZEN BT B ATREEONLE DT
CEARIMIC L DR 7 Y —= 0 TR OFE
-gé&%mﬁﬁé%éﬁxau—:yﬁmﬁ
- BERAARUC I 1T DR R OB

< IR ARSI D RHERRIEOF FTE
CBIEBIA A A X T DT~ DR

- WRAIREFE M FERIE~DOBAT

« TAR~D %}
2)  CQ, BQDIERK

LLFOCQEBQEER LT-.

BQl. R ~YFDBIIIB T, JRERAMRIIHE
[T DM

BQ2. R 2 DWW UMM O GAATE PRI XA
N>

CQ3. MEZMFIEIEITIR L ~FOEM T4 2 UEST
BN

CQ4. BEBMHFRRIEITR o~ ORI RE A T8
BN

CQ5. FEZMHFIEIEITAR o~k OEEERE 2 W5
BN

CQ6. BEBMHFIIEITR v ~i D OMHE 2T 5
7}))

CQ7. BEBMHFIEIEIL, B ~YROMBRAOHE (K

MAEREE, FERE, #E) 2deEd 250
AT L, Ro~YROA0HE EHET
F, HEEE) 2dET 50
RU~FIZBWT, BERMREIEOIRERG
el (GRIERNBE S T) 1R OFIMEICE
B2 7
RUFIZBN T, B 1A IR TERETE
DA BT 5 )
BREEEIIR L ~YFICHELE T X 50
BLERRRIIAR o~ IRICHESE T X 500 2
_ﬁi@&%&ﬁﬁy&%®iﬁ%%%&§
B 7
R ~JFOMBIEIC FITRIEISHELE T 5
A
R IR BT D E R AR O FTE
ReNFOFAERR T ) —=2 7
IARDE Z » 7256 O XKLL
oL & OOFH
ED X5 I BB IS RARE SR SRR 0 HE
[TTxDHM
%%f%ﬁ%@@%bwﬁﬁﬁﬁﬁﬁm@
"

GLAERR D 1 — R~ 712V, GL B E¥E%E 5
M L72. CQ IZRTHLER—IRAZ U —=2 T DT
BAFEmL WD,

3. LAaZPEREIIRY (MPSII) GLO R

A A ZFERETTRZ2HEGL2019D FH T 5. MPSTTIC
KT HOREANEGA], LT A7 2V U
KPUARBLAEESE) DOEREE D ~DE A b %o L,
TR A a—FNERR S T-.

HEY : 2 ZHETTRIOZIRICE LT, B2l
IS R FEIC IV ER SN -H#HEE2
EITHERRT %, B L EEE & R L, BRBIGIC
B2 B ERE OBt —> & L THIA

CQs.

CQ9.

CQ10.

CQ11.
CQ12.
CQ13.

CQ14.

BQ15.
BQ16.
BQ17.
BQ18.
BQ19.

BQ20.



TEAHZEEAET,

My 7 A ZHHEIRNL T A V) — AEZE DD
Lo RAup— [2ANLT 7 X —F DR REBH
DUVEIEEIS FIC L D . NI T v~ & R,
~XT URRBRINERE L, BRx ZEIR A B9 D X g
TEVE (M) BIGIE A & D2 RIGHEFIECTH 5,
DNETIE L 2 SHHERERKRD 5 HITRIFI6E]
5%, 1RHREIT3TEEE O R SR AR Fo TR LA 3 K
WENTEY, ZNENUDERESCERNE 2D,
F oG M O AR TH D, I FI3HE
WAZ V== T Oxtg b0 B2k - BEA
BINE[REL 720 Do H D,
HEINAFAE - FBEER . L2 ZPEIT 0P
FRIZRE D 2 EREEE

BEfEDGL E DBEFR : D 23E TIIMindsDFHEIZ LD
VERE S 72 b 2 ZHEETTRLEZZHEGCL2019 (A AR
R FER) DTUTENTWD, FD%., 20214F
\ZREAF O E BAN AN 2| 137 Hbd BE P 1 i 7 e =% £
A A PN E R G- R B DS T AR S T,
X HIChRETIEA T Ya TR ) —= Tk
LC, s CHAEIRA 7 U —=0 I RFER SN
TWW5, KETHRecommended Uniform Screening
Panell (RUSP) ICUN#E S N7=, 45 OMPSITIZEE
TAHT /2RO VB L 7 s Tz,

4. ZEIREGLOFET] & MindsINEGL L L TORE
(= {2 A R T A 2021) (G RACHTR
WA, 2019 E ARG E - fREE) 2320
22.6 Mindsih—A_R—JICAB ST

2021 ESERR LA R B ERR D [=—~ U B v 7
WO A R4 TAaZPEIVAR T A R
A 2] 1E, Minds~DI#EAZ BfEL CTHH, [=—
~ By Z79RCH (NPC) GL) 1IAMEBEEM#E, [=—
vy IORBIRIA R 7 A 22023) (P RACH
%ﬁif%%\mwﬁg%%m%ﬁ%%-ﬁ%>%

JL7z.

D. %%

ARAFFCHETlE, BB M HEHESEZE (Minds) DTk
WCHI 72T A4 Y — BIRDZHCLOVERR & ET B
KX OGLOTEAEEE, UINB 72 <4T> T3,

e D BCHER X, MindsDFEIC X AGLIE
FRITREECH D & D RS b o723, AWFFEEECE
T AGLEREMN D, EEMTZT TR EMRISREAT
VY, Minds OHERERE OIERNZHE, ZIICBIT 5
B FREICRT L, Al & E 2 DN AHER AR
HZLENARETHDZ ENRENT,

B, Ao~y | BIBAEYA e T 40— |
L PEETITR (MPSII) GLOEFH DL ENDE
BeaAT > TG, NEFEIRO A7 57, N FRI D
TEFUARHIEOS LR A RELZHEET LD
(2, R YR{E A ZPHETTRIGLO B Tl i
TR OB I 5T 5,

TA YV — MR S B2 R SRR S A,
B2~ 7 7Ya—FnfiEbsni-, £7-,
FTA = NFEELHAERIER~ AR U —=
VT OBANEHTIENSTED ., 74 VY —L9F7
DL BN S, KW 02K MR
WXV ZMENAIERREINT A Z ENRIAEN
By FDI, T4V —LNIEEEHM LTS ERO
BT WD TTA Y — LR & 2T 5 ERD

46

N4 sz EbEESIND. FEEMDEMICK L.,
PIRICB T OHIREDORETHIRERENEGHKILIC
mELHEBZLND,
BFHTEEEOBRE IBEM AL 2 LT
VADAI . A RTA L OIERR ETER & W T2 %
nNFEno7savw ANt A 7 )VER0EERTL L
LD, K EHEICTEIZEN RIS X )Tk
HiEZLND,

E. #& ‘
INRFEIR D A 72 53 AR D = B 7 o ZA0HE
D S 70 5 FESC, FBUGHRIEO T &7 o A0HE
TEOHR, FEROMFSEREO AL 2 ER T H 720,
Ro~F | BIBEEYA a7 40— | LAaSPEE
IT% (MPSII) CLOEH #1T-> T\ 5.

G. W&
1. FROCEE

1) Mori-Yoshimura M, Aizawa K, Oya Y, Sait
0 Y, Fukuda T, Sugie H, Nishino I, Takahas
hi Y. A 78-year-old Japanese male with late
-onset PHKA1-associated distal myopathy: Ca
se report and literature review.Neuromuscul
Disord. 2022 32:769-773.

2) Baba K, Fukuda T, Furuta M, Tada S, Im
ai A, Asano Y, Sugie H, P Takahashi M, Mo
chizuki H. A Mild Clinical Phenotype with
Myopathic and Hemolytic Forms of Phosphogl
ycerate Kinase Deficiency (PGK Osaka): A C
ase Report and Literature Intern Med. 2022;
61(23):3589-3594.

3) Saito Y, Nakamura K, Fukuda T, Sugie H,
Hayashi S, Noguchi S, Nishino I.Muscle bioc
hemical and pathological diagnosis in Pompe
disease. J Neurol Neurosurg Psychiatry. 202
2 Apr 25 jnnp-2022-329085.

4) G, S it HEAET, IARHRE
F, R T, B MR, FE TR, ML E), W
H4&ZEF-c. 1166>A, p. (Arg39His) REHEAMA
U7 v SHRGE S e — @R IR 2 £F 5 s 7
IVEEERIE DMER B, IR RN R NAR P
336-44, 2023

2. FoRR B

) RREE, Ff A%, MEAET, BT HL,
AMOEES, BOE, EE = RSB
O & PV - Pompedi A 27 U — = 7 85540[8] H A<
MR S HPRIBHE 398675 5248, 2022

2) fEmH AF1 A ZPE2I HENTRRRREO
TRIEREER 640 H AV/NEARIR S 2R S N & 38
3 54%&Suppl. S200, 2022

H. XM EMEDHRE « BERIT
1. HFrErEss

7L

2. R B G

L

3. Ffth

L



JEA GBI R AT A B & (IR FRBUORITZE S 3E)
Sy TAAIF TR T

TA RTA > DVERKL « B, JLRIARBART OMESLIZBE 3 D S

S4 VY — LR,
Jeor s PRAE

AT F Y — DO BRI A 7 ) — = TR ORESE
REAR KRB e m AL 2o

NGV s el

MAEEE

A Y Y — DI OZRNITI M =0 B L ER OB R IEIEORE BRI SV BTV 5, iR RICES

WTIE, ARRIMAHWEFHAERZA 7 V== 7 X 2 REIRZ R AN TN D, £,

A Z2EdR 02 &

TA Y= LIRS THEEZKZED D Z ENEETH L, TNNETIER S NIRRT A R4 &b

iz, B2

WrAs ) —=o 7EEREL, TAERRT ) —=0 7,

NAV AT AT Y —= 0 TEIFN, S

\CHETERZIT > AT IO 2 O TR OREEEH 21T > 72, B2 T — 2 =)/ Tl 155000 A D#HTAE

WRaRE LA ) —=

EOBREHETHDLZ LM BMNIT L,

YR o T 2 OFBI2 & nlEE &

L, ZNE TORETEZ LI TV 4

A. HEBEH

TA Y= B SOV Y — RO RIS
A ) —= TIRH ST 572912, O LSD/PD
QQ@Wﬁxﬁ)_%/7&@itT/X%ﬁ&
%%, @ LSD/PDO R4 mx7j~:/&%m
Wr D 7= b DM v AT L OREEEE1T 5, BARIIZ

2 —= 2 7k EHO R £ O RS m‘

BN T v AN LERICHWD, Fi-,
BESETEMEDOWE . I PEY D FRHT IINGS S 2 2h =R Y
ICHEE L2 AT AT AL AN E
T 5,

WHFETT ik
Xﬁ)ﬁ*/f%&%%%@@ﬁﬁi@ﬂ%%
WHCER 57 o2& LT, JUNHKIZIENT
777 Uil RUR, T i, A2 ST
DR Do ZEIDROF/ERA 7 ) —=0 7 A 52
i L7z, E7o, BERTEMEORE , FEHED ORI
NGS5 2 W RANE RS LT AT L OB %
ToTBY, TS TRHERDBIZA T~
) L ZICONT bIRE L,

(fRERE~DBLRE)
STGIR IR & 2 O BRI OB A FHA T FE IS
AR EMBER RO ARBE TS THEML TS,

C. WfERER

I.LSD/PDOREMZM A7 V) —= TEOTET
VAR bR
AERIMARIR OFEZRIEMEREIC XD HAERA T ) —

= 7o E, ALK, E—D/A B, HK&
ETiibnTBY e xiE7 77V —JRIzRBIT S
RS IE. B4, 000~9, 000 AICT AN EHEE SN T
Wb, £, ﬁﬁﬂﬂ@%ﬁ&@i%i%m, 000~40, 000
ANCIANEENTWAE, ZNHDIERA T ) —=
T BRME T AN 2 o0 B, TNETOLN
EToOHFERA T V—=0 7 Tl b bi)i599
TIIAOFAIRBEEZBRAE L, 8K o H#MAl 314 0
BERBOPB IR 2R F L, IR EE I B s

47

DIEENRBBEEN TS, ONENCEIT 5 5% B
Ix. E6%M\1A&%K8ﬂé F o, dEE
CEFRBOMEE L, 1ZF1:4Tho7-, T TITRIE
waé777) ﬁ%%%%%ﬁétwmﬂ4
VR A ) —= 7%, BREE, DIEK, iEE
ﬁ&@ﬁﬁ%zﬁé%%%ﬁﬁ_ﬁﬁQMTwé
AV ATBREICRBITS 7 77 ) —JROEEIL, 0.
2~B%E ., MEICL - TEXEETHD, ZNET
@bnbh@77fv~ﬁﬂ4vx7xav~:
VTIE, BREEBRE DO, 2%, DfEERE DO, 5%
Ty 7 VRN RSN AR FERETHEET
1IN 7 7 7 U — IR S TWVWD, 2— =
ﬁfiwmwk®ﬁ$%%ﬁ%kbtxﬁ)~:
VN Ko CQADF 2 A REE L, TNET
bﬁE@%z%mxw%%M%@%%ﬁEf%é:
AR SN LI,

FUNHX TIZE BT, Ro~YR, I— =¥F/, A
aZPEETY, 12 ET2HAERR7 ) —=

WCHY KA TWD, EOH T, Bis T D A
7)== T ~OIEH, BUTIHEEDO R - B o
BRICL D TR, T— =i« AaZHHEICBIT 5
MRIER~DIGIEDOFIMER ENGRELE L TE X
BT, 62T A VY — NJEEEME Y R—F K
JE+ =—< 2 Yy 7IRcH, tuAf RYURTZAF
JE2TU 72 & %%&i%é%@@ﬁwﬁﬁﬁ ﬁ&
DIFESE L CWR VR BIZ O W T OFRE S B 5 2
IR TE T,

H me@%ﬁ SR 7 ) — = THEEZ K DT

WS AT A DORESE
bﬁﬁ%muw\ﬁ%\%ﬁﬁfuﬁwf777
U—Ji5, R ~i7e EICkT 2 8AERA 7 V) —=
TR Thbh T\, FZTOMEE LT, 1) &7
V== T ENDIRBITERHINEGENDHZ &, 2)

AR i%@%i%ﬁf&%%ﬁ#éﬂ?%
ThHbHZE, 3) WNEHNIBE %2 Blts LRIE %2 TB5
TEDHEWVWITET UAREE 5 TRWZ & 4)
RN ZW LIBRI A& AT - 2B ORIE &2 7R
LRI RN e ER FiIF T b,




R IEPE O W ERE R S EERRT 2 PR Tx 220
GENHHDOT, BRMUHIERIND Z LITHET
HVEND D, ZIHOMEE RS 5 kL LT,
RHZWA 7 V) —= TREEZB O T2 D2 W
AT DR ED TN D, BIn BRI L0 EE
R A B DRRE RIS D Z LIXTE LN, F—DE
&%ﬁﬁéﬁoﬁ*%%W?%%%%iﬁgmi

NHDLGEND D, i 72, HED 72 W HT S T
EENFEE S5 i-%@ﬁi®rﬁﬁ%#
Bre&enz &#@w'm@ B L [RIRRIC
IEFFRITOFRE L 72> T D,

D. %%

W ORI & 70 5 EERIETE OB E LB s 7 fEHT
(2 k- T, BRI, 1BIRICEDIEFINIE 2 TE T
WA, I—3 = fFE TIL155000 N AR Zxfg b L
A7) —= o PN X > T2 DF 2% Al ke
L. 2NETORETEZ LN TWZ4MEDEE

ﬁ&f%é:&%%%#ﬁbt@@@@mem@
%Amxﬁj—“/ﬁﬁwitT/x%ii

UTX7)—:/7E%£E WO T- D2 L)T/X
TA%% Kt HZ LT BATOWERRIC L 574
%é%mim%®mﬁézkﬂf%é&%z%h
7o FTz. BERMFIRIEDIENICEE G AR ESESC
Ty Su U RER EOBREPEATEY, ZhET
PLEICREWIRWMNEE LD EE 2 b, A7 U —
=TV AT AOEFERBERNEE THD LB
éo

E. $
#£%$%17)~%/7ﬁ%méhéﬁﬁﬁ
72550 5. KPITIEEE AL, I

Tﬁbméﬁﬁﬂ FEDICTHUMERH D,
G. ﬁ FEFRR
1. BCHEE

Kinoshita Y, Momosaki K, Matsumoto S, Mu
rayama K, Nakamura K Severe metabolic aci
dosis with cardiac involvement in DNMI1L-rel
ated mitochondrial encephalopathy. Pediatr I
nt. 2022 Jan;64(1):e14879.

doi: 10.1111/ped.14879.

Iwai M, Yoshimatsu H, Naramura T, Imamu
ra H, Nakamura T, Sakamoto R, Inoue T, T
anaka K, Matsumoto S, Nakamura K, Mitsub
uchi H Procalcitonin is associated with postn
atal respiratory condition severity in preterm
neonate. Pediatr Pulmonol. 2022 Jan 22. doi:
10.1002/ppul.25846. Online ahead of print.

Kido J, Héaberle J, Sugawara T, Tanaka T, N
agao M, Sawada T, Wada Y, Numakura C,
Murayama K, Watanabe Y , Kojima-Ishii K,
Sasai H, Kosugiyama K, Nakamura K Clinic
al manifestation and long-term outcome of cit
rin deficiency: Report from a nationwide stud
y in Japan. J Inherit Metab Dis. 2022 Feb 1
0. doi: 10.1002/jimd.12483. Online ahead of p
rint.

Sawada T, Kido J, Sugawara K, Yoshida S,
Matsumoto S,Shimazu T, Matsushita Y, Inou

48

e T, Hirose S, Endo F, Nakamura K Newbor
n screening for Gaucher disease in Japan. M
ol Genet Metab Rep. 2022 Feb 18;31:100850.
doi: 10.1016/j.ymgmr.2022.100850.

Miyashita Y, Yoshida T, Takagi Y, Tsukamot
o H, Takashima K, Kouwaki T, Makino K, F
ukushima S, Nakamura K, Oshiumi H. Circu
lating extracellular vesicle microRNAs associa
ted with adverse reactions, proinflammatory c
ytokine, and antibody production after COVI
D-19 vaccination. NPJ Vaccines. 2022 Feb 8;
7(1):16. doi: 10.1038/s41541-022-00439-3.

Sawada T., Kido J., Sugawara K., Yoshida S.,
Ozasa S., Nomura K., Okada K., Fujiyama
N., Nakamura K. Newborn screening for spin
al muscular atrophy in Japan: One year of e

xperience. Molecular Genetics and Metabolis
m Reports 32, 100908 (2022)

Saito Y., Nakamura K., Fukuda T., Sugie H.,

Hayashi S., Noguchi S., Nishino I Mu
scle biochemical and pathological diagnosis in
Pompe disease. Journal of Neurology, Neuro
surgery and Psychiatry Online First: 25 April
2022. doi: 10.1136/jnnp-2022-329085 (2022)

Shimizu M., Fujii H., Kono K., Watanabe K.,

Goto S., Nozu K., Nakamura K., Nishi S. Sc
reening for Fabry disease among male patien
ts on hemodialysis in Awaji Island. Therapeu
tic Apheresis and Dialysis 2022 Mar 8. doi: 1
0.1111/1744-9987.13834. Online ahead of prin
t (2022)

Imasawa, T., Murayama, K., Sawada, T., ...T
akayanagi, M., Nakamura, K. High-risk scree
ning for Fabry disease in hemodialysis patien
ts in Chiba Prefecture, Japan Clinical and E
xperimental Nephrologythis link is disabled,
2023, 27(3), pp. 288-294

Kido, J., Sugawara, K., Sawada, T., Matsumo
to, S., Nakamura, K.Pathogenic variants of o
rnithine transcarbamylase deficiency: Nation-
wide study in Japan and literature review
Frontiers in Geneticsthis link is disabled, 202
2, 13, 952467

119. Kuraoka, S., Oda, M., Mitsubuchi, H., N
akamura, K., Katoh, T. Impaired Height Gr
owth Associated with Vitamin D Deficiency 1
n Young Children from the Japan Environme
nt and Children’s Study Nutrients 2022, 14(1
6), 3325

2. oI

(REFEL BT - H - FITHEFEHRLEA)
H. ﬂ%%?%@ﬁ% BRI

1. FFrEUS

2. FERHT B

3. FDfh



JEA GBI R AT A B & (AP -RBORITZEF3E)

AR s
HA RTA4 > OVERL « 58, BEBEMRTHI OMENLIZ BT D F2E
WFgesy i BB S [RBRAN KR KRR E SRR i N E S - 2% ]

MEEE

AaAZPEEIVA BT, N-TE2FALHT 7 b I -6-ALT7 7 X —FOHERHKEDS L ITIEHIETIC X
0, MBINICRDIRD 7 Z 2 SRR EHE L, SO S EE SN RRHERFIETH D, AH
Tl FEARERAIIERIE L LT, BESEMIRED 2015 AR SEHTRETH D, — . BIRLEDOET
WZ K VBRI ARSI L 72 B HER &, KUEAIHEE LTT T /A NiEKR, RRBERICRH LT
WY 2 HEBBTRIEN ANRKRD B D, BHEIRILZIES &, RHAN7Z Minds O AT X 0 1Bk S iz e
L ITBE L EEE AR L, WIRBSGICB T 2 EEREDOHEEIO 1 2L LTRSS Z L2 I

L

ST A RTA L OVERREITWV., BRIL LA RIA4 D8k EBZ o7,

A. BFEEW
AINTEBNTIE, L2 ZHE IVA BRI 5
VATIT A v L Ea—ITES AL RTA
VNETFAE L TN 26 REFTORBIRIKH %25
ELT=BEN A R T4 BB D,

B. #f3h#E

[MindsiZ#& A A KT A AERKDOFF&2017] 12
WU TERZ T2, T BT U ADINEE - BH D7
DIZ, MAZEEIBRICEREZYTT, 8507 Y
=HN7 = AF 3 (clinical question: CQ) (Zx%f
LCYAT~T 4 v 7 LEa— (systematic revi
ew: SR) =17\, HELRESCOERRZETTH . CQIZE,
KRB CO=— X233 5 GRS (key ¢
linical issue) &= A K7 A MNEREBS TR,
FNEHEICHRE L. #EESXTOERICH - T
1%, CQDT U b MFEICSREATVY, £ OFERICH
DSWTHERRT 5. ol 7e RO X I2E8 LT,
HA RTA NEREFBEDOFERICL VIRET D,

(fmERmEm ~DEE)
NZE RS L+ D ELRIEICEET 2 M et &
BSF LT,

C. WfERER
EEEERIRE L LT, 1) BRI
DOHMEE e, BE#TH%, 2) BRI T
A FRCFHHERZ & X~ ADOFH M & 224k,
EWITP#%. 3) HERMWTFIHMA, 7T /A4 8
FH, Rk I OB & e ett, B T4
DNTEVBITHZ L E LT, 25 OFEIZR
5CQELT, UFO8IHHAZRRE L.

CQl: BEFMIHIEITEIAMERE CONHEEE, BAEN
AlEp, R, B, RE) 2dESEL 0
CQ2: EERMFIRIIEROE - ATk Ui
LB EEET) AWEIELIN?

CQ3: FEIEABIROTERE (FEMERE EIT - BRIET) 13X

49

BEELN Tk & I e WA
CQ4: EIEAEHTERE  GEMEREEN - BRIEM) 1%
EIEOE - EMTHREUGESE L0 ?
CQ5: FEIEANEIIEHE (XHE IEAT) 135 IRHERE
EESEL?
CQ6: FIEANEIIEHE (XE IEAT) 134ETF 'S
TR AEUGESE AN ?
CQ7T: HEAMTFI Rk - 77 7 4 RUIERTIT)
X R RE A B ST 500 2
CQ8: HERTIT Rk - 77 7 4 RUIERIIT)
IFAETEDE « A THRESESE L1 ?
ZHHOCUTK LT, SREITV, 20194E9H %
CIZPubMED, [E5-HRMERE I @E S 7= SCik A
IEE L., 7 MMkttt (randomized
controlled trial: RCT) , 20MLL L DJEMR %2 %
Sl lizars— MIMEEZET VADORRE L
7o AEHL. 19851 DR S  Icf&IIZ321ED
ik A L7z, SREBIZ X DSRLAR— R DOFE
BL, BERYC XD HERSCOER E 2
T ADERAIEEE B 72\, B LT, S44E
X, BRILI=HA R4 v OB RIEEN 21772
7o FTFEEKRDOT-ODOEEEBZ o7,
Hth, NT Vv rars ek T, A4 KIA4
Y OINRFH AT A TETH D,

D. &8

WA TlE, 20174 £ TIZAE Sz SCHRICHES
WTCYVATYT A I L Ea—¢tFAR—FD
BRICHESSBETA RTA4 URERINLTND,
Alal, ZNLRBRICHRE SN CiRE S DTV AT~
T4 v LV Ea—EITW K TOBRIFME 25 E
LT=BIETA R4 V2 ER LTz, ik, &
T ERE L, IRBLSGIC R 2 BERRED




WA Bt O1> & LTRSS b o EHIFFE LD,

E. #&ia
MPSIVAREUI A/ D TH Y | 7o, ZHFED RS
JFOBETTIZ %bétw\%ﬁﬁﬁﬁﬁ%%ﬁi
m oY U Yol el S Xl Dl N S e SO B

PRITA R A OERIZEETHY . QOLD
%E%*rnﬁﬂ:ofm%: ERMIREEND, %L, A
HA KT A ANERTE DO K & SETIZ T T ORI
NIETH B,

G.ﬁ LI P e
1. BCHEE

%%&L
2. FEFR

1. Takashi Hamazaki. Summary of Recent A
dvances of MPS. International Web Seminar f
or Young Doctors and Researchers, 2022; July
1, 2022; [EE, AH(Web).

50

2.¢HT%E INEAREIZR Z DT TUZ LYV

WG Is - AT R, FFRIGERE 2838[R B AN
9$$+%é KZFEL VR I T A October 27, 2022;
A, [EN, M.

3. IR EH. T4V — LR L EEREREEIC
DT, F 4 RIKIEERER R v N T — 7 iHES
March 24, 2023; [EWN, HiE (web).

(REFEL BT - H - FITHEFEHTEA)

H. AR EREOHEE - BRI

1. RFEFEUS
AP

2. ERHRBER
GNP

3. FDfh
BA=dS



JEA TR AR e R A B & (R IEIR B BORAT 7EH3E)
SriaptsE &

FA IS =L/, LT F V=K RBIEBEEY A a7 a—E2ET) 2B A RBE MY ERDE
B AT T2 AR OB & 2 D FEEIC B3 A BF5E

Moen s K EIE

[ R R A - % B %]

MAEEE

SR (HSCT) IXEIBAE Y A hue 7 ¢ — (ALD) OME—DIRIETH DA, EITHIER TIXERA
BAEN MBI 72 D, ALD OB 132 E TR IR S Tni=d, by — AL A2 HSCT %
179 72O R o HSCT (X LB R v NV — 27 2HET D 0RERNH D, £-BREMIN Y — A
SMMERTALE - GVHD TRHO®EIRZe &, T CTICLE LIS R S iz Fikz2 6 LT, Bz
TAAL L2 TER B2, BRBAEIZEE L 72 I I RAHE 2 Al
FEO)T T ALD iR v U — 27 OREELZ D=, FRIRFIZ, 4 F TR E OB M) > 7= 5hE %
& Web &0 A — /L CBAE T IEA T LT ALD (26 2 I M AE 2 320 L, BAF722 i B a2 157,

RE CTRARRER DS LA BB 7R R

A. WHEBE™

HEITHIRIE AE YA a7 ¢— (ALD) A
A D 3 D IEFTIT B A O M AmR AR (HSCT) 2542
Fipimh, EESHO YR DA L AESL)H
SCTE=Z T b A T=Hls, B2l b v — AL R
BT D72 0DERS Yy NU—7 LT 5,
He R 5 O & M 12 SV CIERRBRE o
RWHEER NS T . Web 35 % FV TR St
I, ALY Y — A | B RTALE CGVHD T 5 0 i3t
R, BEEICE Z > =BG S IHED BRI E 2
B BHEEROB T AMEEZHNS Z 2R E T
50

B. WA

B > b U — 7t ek 0 & 1O FE Mk
HE2N FTRE, @R BB HEY v RE . QI 4Y MLASAE DR ER
MR b Um, OIZO W T H A M - 4o
FPEEF S ORTERZKR THDHZ &, @QITHOWT
X245 HUNOBENARETH D Z &, QIO T
VG M AR R G L A EELAER L CETEL
7o T, HUEMES Y — 2 v LT —H— Bl o —
T4 PR —H =T EREOVR— MRS ZEE LT,
B % DA AT B AT R 5k 2 BAl
v MU —7 OEEO BN, FITHIEZEIZO W TE
MEEFICHAL, BhoBEEME LT,
BRI OB TALE K D728, BAiE o EE
WA U7 IO Y jak & idWebh 7 7 L A
EA =T X o TR M ORI EREZ R L, B
MERTALE O BARI) A 7 2 — )L GVHDD TF5 & 1
%Koyfﬁﬁk%»%ﬁf%ﬁbfwéﬁ%%
e~ L77,

(R FRE ~DHELE)

[~V U RES] TANESNSRE T DESRNTEIC
B9 2 fmEiest) 2857 L, &ilH., FEIICEE2 D
STHR#EE T VB Webh v 77 LU A EA—/L
TOHFREITENIERZ YV EEL TITo 72,

C. WFFERFR
PrigEbe & UCAbimE, b, BISR, RifELRE,

51

FrE. PEME, JuN, BlcZnE i 2%
E L, THigk ) B /1 0aIE 215 C. Uitk TRt
Thb, WRIRBEDOBAEAR 75 ¥ 2 — LR A TU
L6 EEBE L C, SMikow b biEE L, Bl
B TR S W OE BRI REE TS,
BREH AT DT AAVAFZETIL, 6Jitia% 10451 DS T
HIALDIZ kb9~ 2 FE AR MR L2 kF LT FEA A
wilo = b OREHFEOFE, BAERTLE CCVH
DB EIRIE R E OHEAMEE N ThiZ, & DRER.
Wi 2 B CRITALE A 72 22— L A modify L 7= 344
o CHERE S 723, $RoR L7 RS TR
i S T2 T BB DS RN IR A S S THEF LT
I/\éo

D. &%

SERAREH BB T )t HHSCT DO RRBR AN H 5 7 it 3%
1072 < 201 34FERE A TLOMILL ERBR LT =D
I RETHEDIER DA TH -T2, Z AT HE I,
HARBMEZIm, JFRMEGERSITEARTHRRN
I E OHSCT TITERICAEBEREDE T A 72D
— BB R CIItE S Wi & B
YT H DI RAHIE S 2 2 W3 5 U 5 55T
=05 ORBAEE I E ~DFEIT /v — b 23S ST
WRWZ ST XD, AR Z D ORBEOMER
\ZH DR D AREMER I T B,

Aal. ALDORBAE R v N T — 7 OREEIZ BT,
Al e a% O B E 15 & AR R E OHSCT O H il fis
R — MREECTHo T, BIEICOVTIAAR
YEIML - oA R T T » T 5 [IEIMf&E T
E MR 2 1T 3 2 2R A O E R UE] (1T
X DMk FYE, ERA A - faE B PR O & |
A A MBS — % o % —I2 L A2 EHE
WEECTOBMIERBOTENMETH-T-, %F
W OWTIRIE B I Y B MR & Web b > 7 7
VY AREA— NI L AICE AT 4 A v g,
S DI R A IHEDIREICOWTHLEIE 2155
T L RfREHH R OHSCTIZ DWW T Dreviews BZE L.
BEHT L L TRBEE Ir o Tz,

KB A > N T — 7 (ZH#EITHIALDIZ %t~ 5 BRZHSC
TZHIICHEE SN2, BERER~AR 7 ) —




=V T ORBNFRMEGRER RSO T A
—LIFICHIERENTEB Y, RE2Zk S -8B
ﬁm%%KﬁLT%V~AVXK@%%ﬁK§W
LD Z ENIFEIILD,

E. &
HATHIALDZ %G & LB Ry NU — 7 2k
F L, FEEMXICEIRZ < ZWErig s IZHSCT %
ZATHILAIEREISL D A HEE L, [RIRFIC S0 %
OB HNT O T AL Z Bfs LT EHRY R — &
1792 LT, BRIIBHENTEDLZEEFEIE LT,

G. WFsEssE
L. FRSUHE
1. Yanagisawa R, Hirakawa T, Doki N, I

kegame K, Matsuoka KI, Fukuda T, Nakama
e H, Ota S, Hiramoto N, Ishikawa J, Ara T,
Tanaka M, Koga Y, Kawakita T, Maruyama

Y, Kanda Y, Hino M, Atsuta Y, Yabe H, Tsu
kada N. Severe short-term adverse events in
related bone marrow or peripheral blood ste
m cell donors. Int J Hematol. 2023; 117(3): 4
21-427

2. Toyama D, Koganesawa M, Akiyama
K, Yabe H, Yamamoto S. Invasive Pulmonary
Aspergillosis Successfully Treated with Gran
ulocyte Transfusions Followed by Hematopoie
tic Stem Cell Transplantation in a Patient w
ith Severe Childhood Aplastic Anemia. Tokai
J Exp Clin Med. 2022 Sep 20:;47(3):136-138

PMID: 36073285

3. Ishida Y, Kamibeppu K, Sato A, Inou
e M, Hayakawa A, Shiobara M, Yabe H, Koi
ke K, Adachi S, Yamashita T, Kanda Y, Oka
moto S, Atsuta Y. Karnofsky performance sta
tus and visual analogue scale scores are sim
ple indicators for quality of life in long-term
AYA survivors who received allogeneic hemat
opoietic stem cells transplantation in childhoo
d. Int J Hematol. 2022 116(5): 787-797.

4, Kanda Y, Doki N, Kojima M, Kako S,
Inoue M, Uchida N, Onishi Y, Kamata R, Ko
taki M, Kobayashi R, Tanaka J, Fukuda T,

Fujii N, Miyamura K, Mori SI, Mori Y, Mori
shima Y, Yabe H, Atsuta Y, Kodera Y. Effect
of Cryopreservation in Unrelated Bone Marr
ow and Peripheral Blood Stem Cell Transpla
ntation in the Era of the COVID-19 Pandemi
¢! An Update from the Japan Marrow Donor
Program. Transplant Cell Ther. 2022 28(10):

677.e1-677.e6.

5. Murakami T, Hamada M, Odagiri K,

Koike T, Yabe H. A Case of Intratemporal R
habdomyosarcoma in a Child Presenting with
VIIth, IXth, and Xth Cranial Nerve Paralysi
s. Tokai J Exp Clin Med. 2022 Jul 20;47(2):8
5-89. PMID: 35801554

6. oYabe H. Allogeneic hematopoietic ste
m cell transplantation for inherited metabolic

disorders. Int J Hematol. 2022 116(1): 28-40.

52

7. Tsumanuma R, Omoto E, Kumagai H,
Katayama Y, Iwato K Aoki G, Sato Y, Tsut
sumi Y, Tsukada N, Ian M, Atsuta Y, Koder
aYy, Okarnoto S, Yabe H. The safety and effi
cacy of hematopoietic stem cell mobilization

using biosimilar filgrastim in related donors.

Int J Hematol. 2022 115(6): 882-889.

8. Miyamoto S, Umeda K, Kurata M, Ya
nagimachi M, Iguchi A, Sasahara Y, Okada

K, Koike T, Tanoshima R, Ishimura M, Yam
ada M, Sato M, Takahashi Y, Kajiwara M, K
awaguchi H, Inoue M, Hashii Y, Yabe H, Ka
to K, Atsuta Y, Imai K, Morio T. Hematopoi
etic Cell Transplantation for Inborn Errors of
Immunity Other than Severe Combined Im
munodeficiency in Japan: Retrospective Analy
sis for 1985-2016. J Clin Immunol. 2022 42
(3): 529-545.

2. FERE

1. LR, BRI, BT AR, BRHLE
g, NS, IUAREE, NIL R RIS
Kb E N7 —HBHEEEIT L2777 a=
A3 A5l H AR - SR AR
2 20234F2 H

2. OFKILEEST, FMLKEH, 2 TFAET. HEH
BRI /NS IR, NIL 18, RERARIE D,
R E S KA B D T B i L 4
Bl O BE45E 0 ARG - foE A
R iE e %%Eﬂ%

3. MTFRKET, EHERT. JImaR1, %
E#%ﬁ@ﬁ%ﬁ%Mﬁ%lﬁM#ﬁdm@M
WL B, @HE B, REAED, REEIE  #
B E IR SERERE, Aldehyde degradation de
ficiency (ADD)JEMERED 26  5584[0] H A Mg =
SEPffEES 20224E10

4. OfEEHER 1. £ TAET. JImART-.
%E#% RIS, ALK, (UACRE T, /s
BN R, mHEOBE, RERILD, KRS IE
HEAT I E DS 70 5 245 O A Krabbe B 12X -5
G 5840l B KMRFE AN ES
2022410 A

(%%mu%%% * E

H. JRRBERHE D HIFE -
R EuS:
%47 L

2. FEMHFRG
DALY

3. FDfh
B

St B i I 1
AL

FATES LN
BT

W —

k=l



JEA TR A e B i & R MR BBORITIEEE36)
Sy TEER S

SA IS — A, XY — A (BIBAEYA N T 0—EET) ICBITAEENOWE
YR ER D FEBIC 7t¢ﬂ@% & DOFEIEIZERT HHF5E

wgeorE D)) [BEESRRRTY: B TRIER Y 7 — /RGN BTN ]

MAEEE

ORI E SN 74 VY —29% (LSD) 313%E, ~Adxv Y —2a% (PD) 6 FEBIORIFAEY
A bhr7 4— (ALD) Thd, AW TIE, LSD/PD (%57 2 E D@\ EFR 2 FE8L4 5 HIARNSE Tk
LSD/PD 1264 2 EHDOmWERZ EBT5H09T (1) BT A FT7 4 (GL) OIFERLE FHT, @)%W
TTy b7 —LEORELVVA M) —OHEELTORM, (3) FEIZWHAR OMEER EOBEHEDLR
(4) JeErigiRIEDEA, (5) HLRHBEDO RO 5 HEAIZ SV TIRETT 5, % CBRgEEEL (4)
ERTRIRIEDEA, (5) HLRHBEOEMRK., KLU LSD ORI SERIEELEEIC TT@/E@J%::% o
<

A. BF3EER < JEERTRREIEOE A
ORI E S NT=T 4 Y ) — 0% (LSD) 3R, — 777 ) —IROBEGEFIREB LV, ENRE
LA XY — 09 (PD) 6B L OEIE %E FIEDOIEFRINE S L=, ZEOIBRIEEZRDT,
D

E /
A hwv 74— (ALD) TH b, AW TIiL, LSD/PDIZ
KT DB OEWER 2 LB 5 BHIARME T, L s hTF UV g IO NWT, BEH D WVITIFEHEA~D

sz XTHDEDOEWEREFEBTHHNT (1) Bt

DN A KT A (OL) OFERRE F5. (2) HE — 77TV —wDORNT Vg O RIER AT
7?yb7¢ AEQREZE LA N — O L VY, RSN R A ER L T2,
ZORMA, (3) BHRZWHIRHI O K OB MHE

DOWE (4) SelEriaEiEDE A, (5) LS E%%fﬁﬁ%&«ﬁif@@%

DR DOSE F 2OV THRETT 5, — BEFER LK L0 SEEREHREED T
BRI BFEE 1, (4) JelERgTRiiEoE A, (5) = ROV BT B AR 2 o T, F 2.
HLEERE O FRRES. 3 L OLSDOREE A TR E A 18 2R AEEEHE LB LV EEERES AR LTS
FIZMT COIEIBEB Z 2o 72, DT FKIB0 NDIFEATT 2 BB T7 = | (E A

T E~ = 2 TV A SRR ST,

B. W5k

- SCHERTERRIE DB

— A H—Fy ", FRREEZBE L, LSDEED D. %%

B OIRIE O HRINEZ1T 5 74// L. ~ VA X T — A L OEE

HEYA a7 0 —3RBEBEOHEIIHTH D, £

c h T VT a AT ONT, BEDHDWITFEE~D DFT, SEERIEREIEDE A B FRR 2
B! 1To7-, F7-. BLXOLSDOBEER FEE A TEEIC
— 777 —HEBLONA SRR O KT Y B COIEE 23 272\, fEEREEMTEEIEDEH
va VY DXEEIERT D, BT 7oz,

- LSDOEEEAN FEWIE A LI AT T DOIEHE

— ERREREE S kiU@%E%iAﬁﬁ% E. fEia
GO T HKIBON DI ETT 2 INBINNTZ T2 & | Rl - SeHEROTEEIEDOE A
MRBE~ =2 T VAR SETZ, ZhEREX T — 77 7 VIR OBGFIREINE & BT
TEERRMH BB T, FRIEE), LSDOEF LIS D St ry 2 IR R A R R LT,

FURIZE %235,
R TV a Nl oNWT, BEDDWVIIFEE~D

i
(fRHEEE ~DELE) T T R OUETR. . WPS -
ARTIFAE 1 0 i~ 0 Bl 2 B3 5 4R MBI 135 L ’“@;;//ji;%gé%&gﬁifémgig
fCEl/\O ‘—/\ ﬁ%ﬂio
C. WIHE - EERFMIH LA T OED)

— BEFR LR LR IR EHRMTREIEDT
53



Vr— R BAEGEE R RS 2 o7, £
2 RREIEREEFZEB LM EEERES AR S
D I=HIB0 ND I TT 2 ISBINNTZ72 & AR EREEAH
FE~ = 2 TV R SRR ST,

F. BF5ERE
1. FdCEE

(1) Tani H, Sadahiro T, Yamada Y, Isomi M,
Yamakawa H, Fujita R, Abe Y, Akiyama T,
Nakano K, Kuze Y, Seki M, Suzuki Y, Fujisa
wa M, Sakata-Yanagimoto M, Chiba S, Fuku
da K, Teda M. Direct Reprogramming Imp
roves Cardiac Function and Reverses Fibrosis
in Chronic Myocardial Infarction. Circulat
ion. 2023 Jan 17;147(3):223-238. doi: 10.1161/
CIRCULATIONAHA.121.058655. Epub 2022
Dec 12. PMID: 36503256

(2) Arai T, Kanazawa H, Kimura K, Munak
ata M, Yamakawa H, Shinmura K, Yuasa S,
Sano M, Fukuda K.

Upregulation of neuropeptide Y in cardiac sy
mpathetic nerves induces stress (Takotsubo) c
ardiomyopathy. Front Neurosci. 2022 Nov
3;16:1013712. doi: 10.3389/fnins.2022.1013712.
eCollection 2022. PMID: 36408384 Free P
MC article.

(3) Ito S, Hashimoto H, Yamakawa H, Kusu
moto D, Akiba Y, Nakamura T, Momoi M, K
omuro J, Katsuki T, Kimura M, Kishino Y,
Kashimura S, Kunitomi A, Lachmann M, Shi
mojima M, Yozu G, Motoda C, Seki T, Yama
moto T, Shinya Y, Hiraide T, Kataoka M, Ka
wakami T, Suzuki K, Ito K, Yada H, Abe M,

Osaka M, Tsuru H, Yoshida M, Sakimura K,

Fukumoto Y, Yuzaki M, Fukuda K, Yuasa S.

The complement C3-complement factor D-
C3a receptor signalling axis regulates cardiac
remodelling in right ventricular failure.
Nat Commun. 2022 Sep 15;13(1):5409. doi: 1

54

0.1038/541467-022-33152-9.
PMID: 36109509

(4) 1. N w2z [OEZEDO 7a > T4
CAEEN D ERFOIREET] DEREHESTES
fEKZ 242D ZWMELHIE OFabryl’s &5
%%i?ﬁ’;—ﬂp/b(2432-3284)70%$1%%IPage126-136(2
022.01

2. FEREK
(1) W Z FEFEERTIZOWT RU~YRBES
A (202244 H 23 H)

(2) I =7 Y — NN ~ I Ak R
BT8R  0 7 7 7 ) — SRS AT AT = 72—
U S AR R 5 S (20226003
17H

(3) W2 REITFT 4 ZH v g 6 [LHE
B LD 2D DOLAREER JRENTE D

OFIE]  FT0ELOIER P2 (20224:9H25R)
(4) e 777U —2# -Past, Pres

ent, and Future-] F70ELLERFES (2022494
25H)

(5) WIHZ T4 YV — NIRTE TR L

({FEERT) FEhi~ = = 7 V/ERK 20224 Je KA
R EIERES T +—7 & (20234£1H28H)

H. M EHED HRE - &R

1. $FrEUS
2L,

BEES T

M
#t

2.
72

o

2l

o

oo

3.
73



JEA TR AR e R A B & (R IEIR B BORAT 7EH3E)
SriaptsE &

TA VY — DIRBWISAR Y AT L OREEE

WroesriE KK #ME

[ ey = Ak K7

SFRIRET Hix]

MEEE

TA Y = NRIEIAR DN OLERIERE BT OREERETH DA, KEICBW IR Z2EET 52 &7
LW — AR5, . T4 Y —2EOWNWL Oowt U CIRIERIENBR S v, B2 BT
RIZOMDZENREINTWNWD, £Z T, Z2EDOT A YV — LFREROI D RKZWHEFNIZE LT, EIRE
MU TTA Y —LROEBHEMEICHRT 5 2 &0 TE DIRH 2 AR 2 B OISR 5,

PEEHEME NV — T BE L REPWIEGIOMHREZZMT 2807 +—~ v M EER LT, 2RI

U = 7R & DIEBIRR IR & S LT,

A. WFZEEM

TA VY — DIRO—ER TR TR IEC Y
INHIERIESE D PR S, RNCIRIRZ BG4 5 2
ENTHROWEIZTFETH, LLTIA Y —A
RIS RIEREZ R L, £ ERTH DA
W E CICEERIR DD r— AN EN, T4 VY
— HIFOZWNIEL Z IV E THFE L L T ORERTE
HECELFIITIC 2 b T2, ITE, %
DR v 2 =Pk — 7 =P —Z HNT
BEFOREZRMET S L0120, —KEFKRE
WA — DR OREZ R TE HFRIC/2 >
7o L2, 94 VY —AFEOZKICITE LK
BEOHIL BT ERRIER, BERIEMECSEME OH
EHELRE L, REFMFRIZ LD HEDRIZNA
Th b,

T ZTCARBFGETIET A Y Y — DR RO D IE
Bl BT, BRARER OB, @Y e MmA TR
RF OFERFRRZ 8 U TR ~E Z L2 H
BEt+2, BEDOIA Y —LIFEESE-T-FIRE
W% LT A L— X tHER IR 2 #2195,

B. #F3EE

SEBIOFR 252 T B 2O — kO
BRFZEHED T = 7 A b E~OFERRE O BHRRY
fili., 74Nk moOEELZ I 2
—> g LT,

(fEE i ~DELIE)

FHIRRN R 2 515 ER L, SatHE RO Moz
D BEWZWNZ o7 DWW D 4, ARFEFAE
il 2 RSB RIAFZE L L CT WA v LT, HifEf
HHPFEOWEREIT /2> T D CRHRE),

C. WF7ERER

IR EMRO B T4 Y — BRI R 2T
REDRL IRV BT D8ORS — b 25
REHr, F2. M ay hREF o L LTHRZ
WHEGI OFFRNR D S TeBRIC T = TR AT AT

55

Rk AT o Te, KARZWHIEGIZEI 2@ TH DR
DBWr DT EEDTT BT ITITRTEE £ TIZ
MW L TR BRI HME 7 L — TN DR OED
Wr K ONaHR 2 51 & k<,

D. &%
BEMELEREE O YEMR L TR0 . AHRRIRHI DB 4G
BT B Y N0 B, AR 0 E
0, FEREOEH ETAE U DRBEOMER, £ 7-INE
LT — 2 OIERERGFTL TS RERH D,

E. fim

T A I — NIFENEEDN D R WHERNCR LT
EEOEIRENFEME (FIE) ~AkHKD v A
TLEERL, BETDEDOUEREIT -T2,

G. W3k
1. EWFE
ARBFZEIZBE L T2 L

2. HEFEK
AAFFEICEAL T L
CRFEFEL B - H - BITEELTLAN)

H. a9 pEME D HRE - BERikin
XY EZ L

1. FFrEUE
ARBFFEIZBE L T2 L

2. FEHH S
AWFEICEAL T L

3. FDfh
ARBFZEICBI L T2 L




JBA TR A e B B & CHRR MR BBORITIE S 36)
Sy TRAIF TR T

AN BIEE T D RN T A Y — KR O EIFUEIC BT S gt
e CEEEMN] B~V 7o FERRFEESD - RRREESERE B

MRES

EFOHER L & HI/NEHID D OBIERBOTERARES M L L, RAMZNZ 2 EZ L7, 5
fREShET4 VY —2u5K0LSD)31 HH, ~LAFs YV —L4JKPD)6 FRBIVRIBEAEY A ha 7 4 —
(ALD)IE, BEEMAZILI LD ETHRENADILLATONT WD, B EZ £ 533D, L0 KWV AH
ERAER L, BEOEMIIERT 2 2 L2 B8 L, BEAEORMIR EBITHICEEREA NI ITON D72
D, FHIEROFEORRBEBITHER (RT3 a ) OBIRAE L XBY —LVOlER 21T -T2, &
WFZEDRER & LC, W Fabry 7, R3 FEEICIX A I ZHHE, R4 FEIIIR YRz afg s Lz /R
MHRANOBITHHE T 0 7T 5] ER L, ZRbiE, T4 VY —NFORMTH 505, HIPND Y
V= ATHIREND FEE EMHAIHERT 2BEFEEOER TIC L0 SN EE OER & ek ) EE
TR THRRERBRFIECTH D, BEOY — LTl BT LEOFRELEREZ a7 Mo Lo, B
HDVNEZEDOFHE~DER A2 D DRk Z T L, T LT, LV BRABOBENEZ SET D720
I AL 2 D S TR — VOB EIT /o7, I BIC, BITHIER OB &R RIZHT 2125 O1ERR %
DETREBIOEREICDT 27— MAEZER L7z, ik, UNEDBRA~OBITHISR
077 5| BERT 27200 T — % & 70 0 BATHRIER~OEB 21D 5 Z L2 o1,
LSD/PD B X ONALD (26T 2 EO@EWEROFESRZ AL T\ 5,

A. BB L CEHEmEITo T2,

ITHE BARTEIR B O IR RIS RIEICSGE L,
INBEEED S A ZIER A~ DOEERL i5w S THIE B. Wf3EhiE
B (T ryivay) i, EROMBNECEE L, BE 1) T LUy a kT A ETAE

E BIZNRIRBADIBRLK I DWET L > Txf B COMBEZH SN T D 72012, EREERE~
GERENERK L, BURICIERT AL 2> T 5, OMEIY & ZFDYBEEFIHTHT 77— FiftE
INBENCHR R END T4 V) — AJE0LSD)31 ., Z I L=, SuIE. 18R EDZIRIC) D b D/
~AF vV —AJFEPD)6 EEB X UEIBEE Y VIREE, B AIRRE 22 E~DOR S Y JAs 2 st L
Z +u 7 4 —(ALD)IX, EROFERIZ & B 72> T TV, aa o 7eh, MEEE~DHESLFEH
R ENGE L CTHRAM A I 2 5 X 912772, /) HEDRAEE/R L le o T, 2D, KEL, /N
B SRRGRNC ERIR L 21T 5 & & b, EIE~D JRPBE. KFIRBE, Hs P EZIR R O =R =g T oA
TIEA~DOLEELEFE > TS, AL o 7=/NR VHAE 2—F TV, 26 CTHIBA LS D
T2 MESR BB E ~ D EE SRR B Okt [ iR - & ] ANTET v r— N EERR LT,
B2 < | )2 RS NE R D S RS ER~D A 0) W/ F T Uy g v OERICANT RS
ik, BE5Pe/e oM TH ABITHIER (FT Y AT B e i iR~ DIRE RO £ & O, W
vay) PR+ ThD L. BEDRNGEA DA T REEHOT v 7 U A b, S OITBITICHA
L7-BRIT, R 18 U7 i 72 R R AR 28 72 ARER R AL — B A B R LT, EEE LSS
R L 72 %, LarL., LSD/PDDZ < 13k A D fH FRHEZRIRE LI-HIR & LTy — L2 U L, B
YRR AH YT A B — N — N LR DR NS W AZEROERZ ENHRIEXRY 21778 - 7,
B2 0, 1> TAHEB L OVNERNE O F— 2035 IS CHAL-MES 2 SE L, AEE TR
ML, SFIEREHEERE (FRPbt. 2 | H WaEL =7y NMCBITH Y — v e L TEED
O U 72 A EREERE A~ DOBITHRNETH D, YERR LT=,

% N 2943 BF D [ Fifi ~LSD/PDEE ~D S D) % BEES) S0 — NFOBE TR Y — L

MUTF RN & 72> 7-LSD/PDO B M EREE L LT — B TCEIESIND —REE D &1, ZWE X
R CRHM. & L CEORIRIRH ORIz T 1) 7258 BT HAIZHET 2L L, Fabryliad 2 —4 >
HEOBRBNNEB - Z2 DN TWA, £ T, KiFgE MZRIEHE B ) D EEVIER 23V EiF 5 — v
L. 1) BFRSCoORMBEEZRAEL, 2) @R DVERLZ D S LT,

T 722 E . 3) IBEIRE R KILT 5 R 2k

TR Y — VOEREITY 2 & A (wEE~DHEE)

56



ABFIEL, ASAEIEE 2 BT LITIE2AT - 72, AP
OFIGIZIE, MEEESOFEA L O 1T, KRRITH
a2 BRAG L 7o, MREHCITE AN 2457 L 9 2 i aidfiE
MLTELT, MERZRBBE O AT R T,

C. WfFRER

TP a AT ONWT, ZORILE REREES
HBE R, R~ T v 7 — N A 550 LT,
MEEE F CITEONMmA., EER LY — %
AL 4 — Ry &5 LELTO R
TV a VY — VR LT, ARFZEEE O
DI FEAGEE 1= 5 & U A & 7 B OJRBRIZ >
MODLERAHS v 7 il b LN £ © X
77. LSD/PDOFZFIILT L e, E~DRBITH
N2 R BTN T BRSO o TR A hE
TR ERERR B O EHE L UL E O 72\ WKV IR 21T
FZENEELEEZ BN, 6T, A TOIERE
A2 S BT 0IE, T4 VY — LR, ~UL
XV —LIFOI SR BB EANEETH D,
AMZEZHW=H BBy — i+ o4r 01z
BB, FOaL BT NRERAGETHDHLI L&
FERA L. R LTHELE, (RAHEERD FER
RGN — = T REMIZ L 5 7-LSD/PDDYE FE~D
PR & ERGRE N OIX, SR OERIFEN G EE LB
26N, L0 BEANS AIERBIRIZE T HHFED
HEMELHE BN E o7,

D. %
BEOBATHENCIL, JERIC & B 72 9 W B0 Bkt
WSR2, g 72 =R ORI T T T, AAND
YE A~ OHE & | A O R AR O S OHESSOE
T DIRBA~DOWENER, S IR AZIER~D
HRRFCHRREIZ & » CHlEUNT IR R 3 ke S v D
VRSB, 2O T ooy ay (BITHEE
B 1L, FVERIBROMKR L DIz, B YL B O H
EWVWODONEETH D,
BIFE, LSD/PDIFZ < DA, /NEFEMOZER (i
) TIHENFEmSNTEY . A O AT EIER
RO IECIM M PR X O I B RS 2
EOBBIIIREBENTH D, ZD=d, AEERD
WY 72 ERAHN 1L, NEE O T18H 2 WO IFEERED
VI TH D, BRI IXERR T T T < | Btk
P —EREGOTKRIER, & 25 WX ERREEH
BMOBENE U F— L DN 2 LY § BB
Th D, MR 2RI W T, Bl BiTLY
HBREOFEE R D DT TA T AL D
R GBI L B2 b b, 61T, EBHREE
THHLSD/PDOIBIFIIIEEEREOIEH L MET
D, SHHIEY— ADOKEFICER L2BHs 7
HTHD,

A COREORELY B/IMET D12, B A
EIRIFRBHME N EEL CH 5, LSD/PDIZBILE, BrAld A
7)== T ORENTTATND, bilbiuod
BIFZETIL, 29 Liz/hNEEMEBR O — xS To
BEARNE L TR, ERERAY v 7 TCORFIZH 2=
MBHDHZLEMFERLY Lo TWNAD, BT, 4k
WBRAZ V—= 7 O TEH R & 5 3
(IR B DIGAITIE, AR L U TR IR #
Th D, BIRRA~DOERY HADORKGEIZEECTH D,
S H\Z, LSD/PDTIE, BREHENHENTHZ E2NH
LRI WEARD D, BITHICEE L&

57

DX, BNLZEE T TiER <, ADFEMEY—E &
~DOMIBRBIT, BEZBEOV R — b ~DFBIEL
WL L2 BT, INEERDS kST 5 B O R T
B Tl D, ENIRBEWEE V& — Dk — A2
— VT, RABITEIIFHR TR SN H O
T2V E LR h, < o/NEES D0 d
WERYERETIX. /NED SHREFIXISmAT &
LTEY, RIYEY)RFER TCOBITIINETHD
LEZ BND, 20226EFE IR AR N 18~ D5 |
ETFFLREINTEY, B EOB S BT EE
W72 N DORHSIZE HICEHE LS 2D Z &3 7
XD, LSD/PDIL, JEIEAJREZR IR & L Cal A~
OFIMIEETH D, — 5T, MK D iEH#ER
BICITEREN D 0 IR E U CORsE R R E Ok
BIVIREHNC R AN H D, Lizn-> T, fitk
F CRAITHIER NS S T 2 RODEARLM
HHER, HDOWVIEIRATERE B | A OBAT
WIXERNFEIRE W SRS & 72 D601 H
5, ZOid, WMEOEE b, X X2 7EWIEROYR
— MO BATHIERICEE TH 5, BEOETEKGE L
7oA — MIEETH Y ZWiRE D Z D% ORI
DNEE T ST < WIR R OJRREFRARSC, ke U2 I
VB, — R FEH A T L DY — VOBRRICH
FtEnd 25 & Boni-, AW Cli, BIriEy
—/L & LT LSD/PDCI/NREIN S DR 7 DX
FPENR T2 L TR I EIR A& & oo, EHEOD
SRREEAE . B OB IZ OV T HIEf SN T\ 5,
Y — )VOVERRIZ & - T, lRAIEE~D B O Hifif
LLHiT, 7 u—T v SOV TO—EDREFN
WEELEZ BT, S6IZIEINT LY BYXL Tl wn
i%i%@@é DIAIITITIREN H D Z & L8k S

E. i
AL, 7o r— N E SR L, EREAH
ERATHIEROME S 2T 5,

BATHINC LB oA £ & T, oHE OI%, A0F
FRDREH & U THEEDOREA~D /NG R A~D
BATHI R 7 0 7T L) 5l ST, k=
B (drEE s N7 umEbD) o I Z =R (B
FERNRT) | ALZEERD (FERZ L) &
HETIER L, SbR5BFE2TTHTND,
KIFFETHE LMo TS & . F 6 Ofifk
W7 XD REELEY— VORI L E 2
BTz,

G. WFFERE

1. ERCEE

1. Watanabe S, Lei M, Nakagawa E, Takesh
ita E, Inamori KI, Shishido F, Sasaki M,
Mitsuhashi S, Matsumoto N, Kimura Y, I
wasaki M, Takahashi Y, Mizusawa H, Mi
gita O, Ohno I, Inokuchi JI. Neurological
insights on two siblings with GM3 syntha
se deficiency due to novel compound heter
ozygous ST3GALS variants. Brain Dev. 20
23;45(5):270-277. doi: 10.1016/j.braindev.20
23.01.002.

2. Hori A, Migita O, Isogawa N, Takada F,
Hata K. A novel TP63 variant in a patie
nt with ankyloblepharon-ectodermal defect
-cleft lip/palate syndrome and Rapp-Hodgk



in syndrome-like ectodermal dysplasia. Hu
m Genome Var. 2022;9(1):17. doi: 10.1038/
$41439-022-00186-w.
. Uryu H, Migita O, Ozawa M, Kamijo C,
Aoto S, Okamura K, Hasegawa F, Okuya
ma T, Kosuga M, Hata K. Automated uri
nary sediment detection for Fabry disease
using deep-learning algorithms. Mol Gen
et Metab Rep. 2022;33:100921. doi:10.1016
fj.ymgmr.2022.100921.

Oshina K, Kamei Y, Hori A, Hasegawa F,
Taniguchi K, Migita O, Itakura A, Hata
K. A novel FLNA variant in a fetus with
skeletal dysplasia. Hum Genome Var. 202
2;9(1):45. doi: 10.1038/s41439-022-00224-7

oOE, ATk e, gk mild, 2T B,
HE ER, #I GRS
CEN AT ) BT a7 7 A4 ) T RRATHI
HE 5 “IRAFT RICEIT 5 EREA Bl
X DMK BRI Y BIAVERE 2022:22(2):3
6-40

FRFER

A HBHES. Child Death Review ([ZESL TOE K #
REEARZDHEFR S HFREIC DN T
FEIRIFEBNC 31T DB AR MENT  HERERT S I RAT
IRIZUHDDZEI LR, 5 125 [B] B A/NE R
2 (fEE) 2022 44 H

U O A,/ INER I8, A HEST, H AR,
R RGO AT 1 ==, s e Ass , 52 B 54, KRATEA, 3L (L
e AT vat VA == T O FERRILES

58

H

1.

HBORE 5 49 BlHARTA AT —= T EEEs
PR (KPR) 2022 4 8 A

RELE, BT, MBS, Ak, @
JLIEE, AW, AEES, AR, FIp
RASRBRF BT LYORET BT % R
HIfEEr. 85 74 8] B RERHG MR 2 (fE )
2022 45 8 H

HHEES. &7 LENTORR~DICH. & 63
Bl A ARANFIRy 752 (FH) 2022 49 A

WU Ok A,/ NEE H 3w, A B EAT, B s
R RAFRF K12, A, 2 H 54, RATER, B 1
B2 AT a N AT) == S O ERR IS
BOME 63 0] H A KA R i
£ (FeA) 2022 42 11 A

/N L AE ES,EN OB EAR HER AR
Bz b h AR (K ER Y4BT To
WA IR AT ) —=0 7 Efhiin 35 63 [a] B A
RHERE P27 HES (FEAR) 2022 4F 11 A

. IR EEME D R - BEARDL
R P



JEA TR AR e R A B & (R IEIR B BORAT 7EH3E)
SriaptsE &

FTA Y —LJH, A F V=0 FIBHECA e T o —EEte) ICBITHRE
O] 72 EFR O B AT TR H OREEE L 2 0 F2IEIZ B9 D AfF%E

WoE g fREEE  ([ENLREERI Y 2 — - BIR2ER - ER]

MEEE

TA VY =5 (LSD), ~NAF TV —ARBLUORIBTAE YA a7 0 —IZk3T 2 EOmEm W EFRZ 3
BT oA TRESNZSHEDOI L, (2) BELIA N —ORE L Z0FH, (3) 2WHEOLEIZH
WTCTED RATE, FAR TR FBEE IR, « B M O B E O ML B (PR mBEEaS
B I2BWT, mEHELITV., AREYS7-, R~k NPC, MPSI &, ITI iz H>W\WTik, #RFno
RIBOFEREZHE L TW DR EZFER, BIRRY, ESREERIICE % — Clisk R OFF Al 21572,
ARo~YiL NPC lIZoW TR oy hAZT 4 &#Ffi L, EDC AJJ EORMBESEZMH L, A7 AEW
EATo7z, £72, MPS OFRRIEHIZHOWT, ERNEMFETF — AT THREF 21TV, BHH ZiEE S E7-1%. EDC
~DOFEEESET Lz, £lo, 22V B R—Y R RBFERERS AT LMIHAAIATL Z L2 ERFmICRE L, %
35 FECHREAEHE LT, #5R 75y N7+ —20 EDC OE#A21T5 EP 7 L— XD EP [UFi~Dtt
LEFINENER BN E U, B BREERR T 2REOE A 5E T LTz, LSD ZWiEL AT
LIZHOWTIE, 7T ODOEBRIFEMIEZER L, 2P vT—2 a U b2 WS~ DS OB 217> 7=,

ey
$%§?ELH@(R%;@ﬁ%Z,%E;m@%%@,@%%E,ﬁ@%%,ﬁ%%ﬁ%;ﬁﬁﬁﬁ%,E
F15)

A. BIEEEB C. R
FA4V—20F (LSD) . ~ULAH YV —ARE WO T E Tl 20204E4R >~ . NPCOE g%
JORIBHEYA ha 7 4 —IZxT 25O EWE BItET 52 & L LTV, RU~YFIc oW\, ¥
A EBTHHINT, (1) BEIARFTA42 G J 7 4t DNeo GAA - avalglucosidase alfa?®dmi
L) OERETH., (2) BEHE LI ARY —DOHEE RBREICRL AN —2IEHATA 2 2o
EXORM, (3) ZHriEOW R (4) SiEpiRE 7o MRS T N7 A — DT — X B EOTHIR
EOEA (5) WARBEDOERED 5 HHE 2D BREICERTAZ ST, BRI v P 7 — A
TR %, ELTHLHDTOERTHY ., PUDANDL DFER %
W= _<, #H 77y b7y —2FHERE B

B. B 5 UMD, AEHEE, HE - BB I5E, ST
TATHFZED RFEFEZ D L2, 77 7 U —J/, & EHEEOREEITo T2,

2S5, NPC, MPST, TIOHERT 7 7 |7 o — L& 202L4EMENE, AL P X b Y — DI DU T, 5T
W BEBRGREIT 5, BERIE RIS IS < E AR KPR FBEE LI IER « 200 M OV 25 b
ZFifn L, BREIBEIEORE L RR A S 2T BEEEOMELE RS (P RGHEEFEEZESR) T8V T,
%o BT BESRAR FEMREE O HFRKAR R (CNSHEAR) RELHEE 21TV KR E ST, R ~YRICON T,
~ORIZHONT, VIR RN —ZIERH L TREE Y/ 7 ¢ #DNeo GAA - avalglucosidase alfa®d
T5H, KLUA M) —DBRtBICHZ0  OFAEIEH TIRBIHE AL A N —2EHT 5 58t0 b
DIETE L. PMDAL A N U EHEM AR O FRTmEA (2
QA - BEHFIEOMETE . O T FIAES OFEE, 021.7.15) . *EBLIZ (2021.10.14) ZIEH L7,
@OFRMHEFEEEES IR TORGERLE HRIAE AT, DIEEEEHET 5 FIEEDO R,
Thb, D WWT — & D AT AT O, 3)F —
PZWHEOL B O E SN AHLSDE M B AT &7 ) —=27_ EDCAJIE O & ZHEIZON
LD HONTIL, TR EZ W 2424t 5 THM A2, s Tid, 1) 7 — % kA HE
HL—RELR E D OV D &R H o3& Ml (77 4) OFEBE LT, XX —ThHEPY
iz BIEE LT, Jb— X ORFRIAH] OHHE , AFZERE, #9577 v b7

4 — 2, BPY )L— X OEE L B OE, M

(L ~DELE) WSO 2) T — X EIER OGSk 4 F
AWFFE IR~ DBCE & B4 HIRBEICIERE Y L BRMEIET 5 DITZ T AR, BARRIC
RV, ETOMERITIFNHBIEESDKRO I XL Y EMBMEIENR A2 RO B B4 S
W2 FEHE LT ELEHER~EET S, EE, F=X Vs H
BELVIUA RN —OFERICHTZ> TiE, mHEKRE WZIE, BERFOSEH AR & W o 7ol i O ik
DOHFRHEIEER BRI THR I N, BRAEOHEI LD b —BEBEE O AN— VAT 5

LRS- AB. PEOF TOMEGHI 72 EH o Af
TNZHOWT, BREToZ L &Mool
59



R YFIZDONWTD, Y/ 7 4 #DNeo GAA — ava
lglucosidase alfadDHiREHRAEICARL AR
—ZIERTAEIC oW TIL, fkmSh TH D b
DD, NextGl T 5 EFRIEICET 5 milfs
FHOXIG L 72 DiEE OBREBREIZOW T, BK
DOHFRAGEAGREALTHDLZ b, RU~YF, N
H:WMM ITAUZSWTIE, FNFNOE RO
%%ﬁmbfwéﬁaﬁ¥Eﬂﬁ% JFSEUR
.4552E1Ef§1ﬁ7ﬁ12/5’ THiREDOHF 257,
F72. 2022, 1. 230 THERA 7 +—7 AZBWT,
K RBE DB, W1, 202285 1F, AR
. NPCIZRBWT NS 2y M AXT 4 &1T\, BIE
PET A A L, EDCOWEEITH & & biT
MPSORFRIAH O EEEIT- 72, o, A2V ER
— L R EARBEBEEY AT M IAT T L 2
DARICIRE L, T 5 5 m Ol 2 Bite L7, #
HwST v N7+ —LDEDCOEMAIT HEP Y L—
A DEPIFLA~D 14 B T EWERIZ BN E T
fﬁ\%ﬁﬁﬁ%%%f%éﬁﬁ®%ﬁ%%Tb

m@@&ﬁuw SR Y AT L OREE) 1T
_FJX':%CE En E*ﬁ %HUTZE ﬁuuﬁ TFJ $§f£ r 75:.:6
A?émm/~%%¢WLLJﬂm¢f\%%K
%%w*%®%ﬁ@%mnkoﬁ# AT ONT, ﬁ
FEHEN THRDO A oy NRER ZITo 720 &
HBl, HERED 2R — A=K ET D
FiTCRETEED 5,

D. &8

AL, T4 VY —AJi, ~tF vV — A
HRBLORIBAEY A M 7 4 —(ZOWT, HD
BEWEFRORM, EROBTALEZREL, (1)
LA T4 (GL) OFERRE Fr., (2) B
LYARY—DOWELEZORA, (3) ZEiEDSK
B (4) JEEEIEOE AN, (5) HWAIRBEOH

60

REED B HEIZOWTHRE L TWDH EZATH S,

BEL VAN =L, BDEBERE ORI
PR R OB BUBHIER S, IRBROFHEIZ & - T,
FEFICEELRY — VD, HEFRICR D 2 R
Mo AN FEITBREMELE 72D, %mT%&/x
T LORESIZ M T, B, 2EO FRESNH
SANHRD X5 I FEEORHF 217> Cn& =
U,

LSDZW L2 AT DMIHOWT, FEER735E A %
179 Oh>, WGER7E R 21T 5 O )T, R [RE
EORY J7., R OEEDOEY FREb-TL 5
@TiQkPD%%#%Ot@%K% iaﬁw
ks Z &b HFICANT, MEFRFERED
STWL FHETh oD,

E. #is

R Ty N7 A —LERH LT A Y — A
WA — A DOL U A RN —E LT, R
VR, =—< By ZIRCEIOEDCOWETEX %
1TV, EHAZBB L, L3 ZEHEDEDCH 58 L
Telo, SREHBRGE D,
LSDR2 Wi 8 v A7 A LTl BIfESN L T
WBAA Ty MR AEREET B L & b,
fi%wu %) Ely)fx_i'f}h% }&—’ E&JTU\<

F. #9853 7oL
1. fwCmE 7oL
2. FRIEFK L

. SAURTPEME D HHFE - BRERIRTL
ﬁﬁﬁ% L

0. FHEREE L

3. 70 7L

HQ



