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Glycogen Storage Diseases
: Unmet Need and Advances in Diagnosis and Treatment
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FERRIX, 7V a—7 ARk - R, FREERES OB KBS AR I L VB Z SN DKBRET
b5, BEFI I, VI, IX 87 SICHBLT AR ERSC, DEFRIRSa— 0 A X —FRER EOR
FPET LB TWD D, FERURICIT 15 REBLLENTFET D720, HKERICKY, FR—EKERTH-
THHASCEFIELIC LY, GEk (R, FFEEZ, (Kb, 04K, OiE, BREEZR L) SCHREER
Bx THD. BEFIS VL, IX BT FH% BIFRIEFINZ O, %< O FRE CIXESAHENHER L, A8 F
MM E 25 &0 72 < Te\. RRTIE, HEEUR O 2R MENTIRIEZ: & REMEOHEIC T 52 < OBFRHT &
2 H, BEEUR Ib B O I P ERFERERE FE 12k 2 ) R U U A/ 7 a— 2 LR 2 (SGLT2) FLEEKOH -
72 HESE, Pompe J75 DEEFAH FEIEZ O LWREIAL FERUE 1 AUZK3 2 mEARST M BIFRIEOA )
PEZR Y, BEEURICBIT DR L T Ay F=— R OWTHER T 5.

X —U—R: BEFUR, Z7VERTIIE, SGLT2FHLE K, Pompelis, B4 35 7o meis

(k&=

FEIRORIX, 77U a—7 ARk - iR, kORI
DFEFRACHIE R BT LD 15 UL EDEEEE
EREHETHD. WTHHHDEEBTH LD, HiR
Jr OARFAPRIETH 2 BERE 1 HRE, 2R RHK b
X7V a— BRI L FEK R EOIREHIE K
ZRlEEITZEFE<mbBNTWS.

FEIRUR D 2% < OFEERTIE, FEFER 15 & RERICH
MRz a—rrinERET L0, 7 a—>7 U ERK
DEEIND 7Y a—7 Gkl R (B EH
07%) TiX, MfkD 7Y a—7  n3iEig T 5 7= ol
FERIFE S0 BT 570 a—4> ros
VL BERUR TR & TV Rl o 7 a—u b
By, M BT 7Y a—FrFRARY 7—ER
TV a—F U OGNS 4 SO T v a Vi E
LT ol 4 SN LDV EAKRY Z
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—PRATHEZ ~U v (PLD) NEREL, IV AITIX
A D72 L EEHDOEVREEN D 7 ) a—47
Y RV 7 naty) REET . FEEUR O KER
FOL NTHIIEIZAFAET D8, 1 RBERR O K8
gk, 7V a—2-6-5k A7 7 % —+E (G6Pase) F/]>
Ja{& (endoplasmic reticulum : ER) (Z777E L, Pompe
i (I BUBEIRDR) O K4BEESR, BET V7 7 7 v a
HE—RIETA S —AND T a—F SR
T 5EFETH Y, Pompe Ji (T HEUR CTHE—D A
V—AFTHD.

FEIEUR O £/ ERERIE 7 U a2 —7 > OGN
SIMAITATOILD I, B#A, L TH 5. HERE
VAL & AN R Z d, TSR3 2 IR bE U
o1, M (FmiEETe), VI IX B (FHiEE
HHO IXd B A FRLS) TIE 7V a—»7 U EREIC L
HNFNER & 7Y a—5 ks (18 Sl
HEEIND) I HIERMPENEC D, FFEKR S
M IHEER O hall mark Th D EfikshsZ &
ML, BEEIROEBRIZL Y, £7-R—KHRTH
STHY T HA TEIEEIZ LY, FRENRE-CAER
(FFRER, (B, 5 /KT, OE, BiEE e &)
3% TH D . FHAFERUR O RENRE TH DR



R ERIRS/ N R MRS (ISSN 2436-2433)
20254 Sk OFE1E 4

=1 HRHBIE, ITE IITE IVE, PGMI-CDG OREBFLEBEGF

EEH RIEREZR BT {7y
I A—Z-6-TRRIT7PH—t
HEFERIR Ia (G6Pase) G6PCT AR
(von Gierkef®) TN A—R-6-1 ) JEERS D AR—5—
Ib (G6PT) SLC37A4 AR
fEERIIE (PompefA) Bt LY —E (GAA) GAA AR
R (VAT
ITIa 2Jrxo—tP+h7R
. ., | TIT—ERIE)
Ja—ny ZLZZERA)
FEERTIIR Eommes |H=IMNYESYRL 0 AR
JIS5—ERi8)
I1d et (FZ R0
S—HEMRE)
HEEHBIVE! (Andersenf®) | FUI—5Uo0EER (GBE) GBET AR
PGM1-CDG RART I ALY — PGM 1T AR

AR; EYOREM, CDG; RSV o v A L BREE.

7 VL (McArdle 9% ; iR AR Y 7 —EBXHEIE) T
%, BHHOMBERDOEEIZL D ATP FEANEE
S, BRI T E BT 7 & OB S EE) R
BN AL D.

B D IRIETEIZ SN T, RS 18, VI A
IX Bk A0 BRI ORFRE D 1L B S
ATV DA, FERIEOBREBIC L VIGEIEIZR R S,
FEJI 15 ClE PLD RO 7= OIS T35 I A8
F—RMHIEICKT L, B X R B U RICH
MERME STV D, FERDRE IV B CII R FE
DOEIMEIT 5 a o R IR+ T, FFZE
DSEAT S DIEBNT 5 LATRBAE 23T 041 % . Pompe J7

CHERUR 1T %) CIdss 2 R o B Rk
(enzyme replacement therapy : ERT) 23Tii15.

BEEUR VI, IX A (PHKG2 %% ; IXe A% BR<)
T T BAFRIEBIN 20D, £ < OFEFH CIIE
HEOHER MBS 2. BERIE TR T34 A0
% - IR 2 LM IE  (hepatocellular
adenoma : HCA) NHIBL L, —&I3/HFH a2 A

(hepatocellular carcinoma : HCC) & 72 %729, 4%
RN TOILD . FEEUR Ib B Cldid  ERg e &
DSHBLL, Af FPERBERE R 5 I L KT~ 2 S EME IR
DOEPEEDE N, T, T N A/ T va—adk
Witk 2 (SGLT2) PREHOFIMEIRSh, i
TRHEREDS RIS L DT> 72, Pompe 5 (BEJRUR
I %) Ti%, ERT RICAEGFHMOERE /R EI2XD,
HARIEE CTIXB & 20> Tl 7e o 7o HFARAR R R 70 &
DT 72 FRBRDBMESL S, FiT-2 T v Ay h=—
AMAET TS,

ARG UL, FERR OHEAR LI OV T L E 2 —
179

1. pEIEUR 18
1.1, KEIFUR TR OEBEMS (£ 1)

PEEGE T AL, Zla—R6-KAT 7 H—F

(G6Pase) FékE (ER T2/ /L= —2%-6-U % (G6P)
LY R L, ARk S iz /v a3 — R % ER S~
EEd HHE) OEETH S, 1af! (G6Pase 2JE :
PABEIE - G6PC) &, b %! (G6P % ER WNIZHLY
AFx, TEERY VAR AIRENICES T DR Jva
— 2-6-V U b T AKR—H — (G6PT) KIBJE :
SCL37A4) 23d 5.

FERIR 1R CIX 7 ) a— 5 Uiz Nz 7 v 2 —
AFEDEEIND 20, HRBERRO T Tt &
LVMEIME S 5 34 BFF CHET 5. 1, &, 15
BTV a—F U RNER&ICERTHZ LT, 4
fiE SNIRWIEETHD GOP N EFRTHZ LItk
ERIMAEZ X 72 U, lidas(ZhBlA © &/ L, IBIITZ2
Erxi=d). KMFE/FOLRT > R—v A, @R
FeifiE, RS, sfme EAELD. b BT
il Ta B E Tb BN HGE T A IERSCPT RSN Z,
B TP ERFERERE S, 4F T ERIBUVDIE, ShIRett, RAEME
AR .

1.2, BEFHR IO T v Ay h=—2X (F£2)

PEIRUR T RCIX, EERFERE (DEHERIE 2
— AT E v a fE, JLbE, FLEE, TT 0 b
— ZADOEEHIPR) AV ETH L. FMHAEIHEL LT
lgasbEs (HMEE, BHEREER ) AHEL, &
RKIRT Ay h=—=XThD.

HCA 7% 10 % 6 B9 5. Rake HIE, 25 ik
PLEOREFIR 178D 70-80%Z HCA BAHBLL, =D
50% TlL HCA D¥L & WA X3 - AL, %%
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®2 BREOT7VFy b=—X

- FHRZBOET (RFHRZEREE. FHiiiEA A)
wEs | BIEE (52 /NUbR. BERERER, BRERILIE. BifA. FREMET7 R —2X)
- S ML, EEFRE. ZEREIEINR
* JFARERIKAERS . i PEKRVME . REEMERRRE (IbRY)
BRI EEARDT XY —X
FEERRIIRY |- AR OERE. SRAEERRE - R (VER—1—0/NF—)
« TEERR - B - MERE (ARE. 50T 188)
- FRREBDET (RFHRHEE. FFEZ. FHHERERRE)
MERRIRIIIR |« EITEIA/NF— Z2—0/NF—
-EHERE . SRR
- FPRLE TR ERIE T E1TIERTES . FFER. B 77)L T I VM., FAE
FERRIVEY |« SERMEMPIRAREY : BRERRIK T IPIRREE | HEARALOAHE. FHISET
< INBHEERRY ST — HEREL D EREE

P HCA & 7210, HCC 1Z 10-24%I B35 L i
L7292, RO 12 LA EOBEFN 1a B Clk HCA
DOHBRIT 65% ThH o723, [RFVEIENI{LE, RE
P ERER LR NS, M Y 7Y R
Bl & HCA IR OBIEN R S D03, Rt b
1 —/L DR TiX HCA OFERL % FHIE T X 220 Al EME
DIRIBEITND.

BRI T (UTNL - L IR B, SRERIRPE
DS REN O BT 5. BIRME T v R— X,
ERERIR, BREA, MR, BAKR, &iEe %X
72 L, SRERMSIERETER ) S BB R eI T 5.
BROPR 4 ff1:  BR AR AL A 0 R B AR b oD 53 BR AT B
RO 5. ik v b a— LN R B ORERITTIE M
BEELZAIFLOTVE STV,

BRI, SFENAVEIRRa, WS A BT S
ZERDHY, TUoAYy h=—XLlpoTWND.

BEIRUR Ib BCIE, AFHPEREERERESE, 4F h BRI
JELT VU Ay h=—=XThbH. Ho~rn7 )
RPN AR £ 5- 23T T & 7o, BRI RERE 12 &
% LB Z BT D RIEMENGE B SHERUE b B
TT%IZHBL LTz s ST g 9.

1.3. BEEUR 1D HCA DOFEHEST

BEEDR TR O AR CIx, BEgrE, 7V a—»7r
R, IEEREEE DD, A= 77 D=7 R
=Y ZADEENGIERZIND EHREIN T
%, HEEUR 1/ HCA 13X, RIEMERECTH D Z L
DHALNIENTWD. T = iEFEELY Th D
S, T = AEMEDE < CTNNBI @ exon3 [ZZ8 5
N D86, B LOBENE S, BT =GR
1K< exon7/8 DEENH D56, BMALD A[REMEIX
W &S ST g 9.

1.4. FEIRGR 1 RO EHAOHEICS T 1% (£ 3)
IR 1R CrX, BRHIEOMHE L L THCA, HCC,
BRI E 72 L Olifigs & OHEN s EE I BT 5
7o, AR EE TS < OBIFER CIREE =T DL E
NAEL S, RMAIHEDIRFEOFEHIZ DWW TIEIH A

RZA42D ZHBEINZ.

FEIRIR 18D HCA \ZXFT D 1R1E, Sem KL B9
Hf 2 £ 5 BRIEIXEIbR 95 Z LRt s D, =4
J—=IVIEN, BREET AR, S IR
TR ENRIRE D O, ELOMIE L LT, A
ftk> CTNNBI Ein 1 Oftr 72 EHW B, HCA
NATH R T DA EM b S 5 .
bbb DA, HCA OBPORE SITL AT
BHENAEEIND.

M RE R I b D IREIE, SR BRI F 8

(GFR 140 ml/min/1.73 m? LA k) RCIRFT VT I V)
7 V7 F = EfE (530 pg/mg - Cre) . AR (>0.2
mg/mg * Cre) (ZXfL, 72 UAT v o AHRESR

(ACE) PHEIK o7 V4T v v /R
7 (ARB) #$¢ 5795 1T L2 BHERAL2ICx L,
BARIE (BT - BB &179.

1.5. PR Ib BUD I P EREERERE E - 4 TP ERIBVDE
Dpifie & SGLT2 BHESEDIE T

AN AFET DI fRIED 7 v a—2 D7 ) u
7' ¢ 5 1,5-anhydroglucitol  (1,5-7 > & R 7 v
¥ b=V 1,5AG) X, GFHERRNTAF Y X7 —F
L 52 UVEBBKGEI v ax ) —BIck o U g
{b =41 1,5-anhydroglucitol-6-phosphate (1,5-7 > & K
o7y b= 6-U U 1,5-AG6P) L7025, 1,5-
AG6P DEFEZ P <T-DIZ, 1,5AG6P 1% G6PT I &
S>TERIZHIESI, L3 —R6-RAT 7 X —F
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R BRR
e A el IV N R
FRARAISAE - FE AR A, FFRRPIR. TRV, BESMR
s BERRPIR. REE
MR RS

IR AEEE (D) MRPR, SR
FrhERE MR (IDR) NS} B ARSI
SR IBAE (IDR) AL EPIRY SeREPIRY
PRRECREEE(bE) | Aot ek
BT B
SEArEE AR

AVHEIER R

R R ARG

RS St

3 (G6PC3) 12X > T 1,5AG IZHLY vk & 5.
BEIER Ib BTl GOPT fEE SN D720, FERIER
12 1,5-AG6P RNEFETHZ LIk, ~FVFF—
POARDIEETHD 7 Va—2D Y B
HEN D70, HFHERND G6P MBHkig L, &FHhER
W OFRERE R 72 & O 2 L, 4 P ERBERERS E 23 E
L5 ZENmEsik.

PERIRIRIEIR CTdh D SGLT2 [HESKIL, Bo /v
o — ZHWINZLE L, 7V a—20OR Pk % 1
9%, BEES Ib BCl, SGLT2 HESHKIC XL 57
Jb o — ZRPHEIHE N L 0 B 1,5AG AR
KFL, MmH 1,5AG JREE, 4FHEK 1,5AG6P MK T
T 5. FHERTONF Y FF —VIHELENLE L,
GO6P DARK & fih 72 & OHINSGE L, I ERFERE
NEET D Z ENRHELNCESNT D,

1.6. HEEUR Ib B 4F P ERMSRERR S - 4F P ERIBUDE
W2k % SGLT2 BHEI DA 2hM: & HebE

PEUR b RO LF P ERFERERE S - 47 ERIVME I
X D BYSEEEIL T & RIEER B ORI - T8
D=8, G-CSF H5THITW5H0, FEENE Ib
B OEF BRI, JIEMEGR BT 5 SGLT2 i
FEIROFIMENRRESIND LIz,

TR T Y T a Y ORI Ib B OGF R EREEE
PR EE « I FERIE L Z R T B 2R & R eI BT 5
EIBEH) 70t HRHAAFZE ® TiX, 24 2E 112 4E
B GREEBHLATEY Al 10.5 7% (038 73%)) DT
— & DIMEMT S AL, AF P ERBERE IR T BEE T D AF K
W, IAERRYYIE, 1D EOUA R AL FE A 0D KL,
PRIEVENGIR BT U RAF 2R3 R 2o Uiz, 4 BRI
DITIRIERTELE 29%, HHIE 41%, BE 13%, 7oL
17%\ZkF L, TBHZEIE 10%, HFEIE 22%, BIE

15%, 72 L 53%& 3 L, EBIYEHBOE ST
TRIFTN 54%, T6H% 8% & &, G-CSF B HERIE
TR 84%, 1B 55%DHER THIE, 17% Tl
B L7, RIAEMEERIZIRERT B 10%, HEE
27%, WEIE 23%, 72 L 40%2%f L, TR I EAE
BT 53, PEIE 5%, BIE 17%, 72 L 77%I2k
L. AEFRIIMRMEN K Z -7 (18%).

PEIEE b BUFLIE 21 61 (BRAARFFE# Il 8 2>
A, #5EPIE 03 mgkg/H) (kT B2 37
U7 wa Y OEBENRE TR 9 Tk, =
N7 Y T a Y BRI P ERBERE R DIEWE &
LT 12 9 6 TR AIEE, G-CSF &5
T2 10 B 4 BTGk, 4 TR L, 4 61
TIRFOE AR A = > b o — L L L7 &
HEInTW5.

TURT Y T a Y OHEINLZ D, D SGLT2
PHESREGOWME B RO TN D,

ERH T —27 g v ik v 110 Ll Eofgd
BRFSREFE S 4 T BRSO E 1 B3 5 Bl AR E R &
I LA R T TOREER b BElc, =
N7 Y7y 03-04mgkgH 1 H 1A (B]) %
BALAT % | HELEASRIE S 72 10, RISk TRIA
ATHE. BHEORECIRESHEIZ X DA, ik
REHMOFERTOZ T Y Tadrp—Rh
1k, =27 7 a v mE% G-CSF ik Zi A
NHELE I LT 5 10,

ARFRTH SGLT2 FHEFEOfE BN ERE LoD
HD. 2024 4F 12 F BIAE, SGLT2 PHE K 38 FME
HATh o710, FIEFEEBEOMBEZEBSOKR LS
TEET 5, FRIXBEDIEEZITO 2 EOXHER
HCTHDH ARMEDOT=F U T & 45T 5 LB
N 5.



1.7. BEEUR 1RO T v A v b =— X ~DHkEL
AR IE DRSO EAL, B IER AR Lo
ToREIEGR TR O RIS OHEICH L, B, BB
DITOND Z ENRH Y, FFBMEAIIIER T &
BT DR LD D, BAERE sl A& 1T
DR EEBTNE AN, BEEUR Ta BU%
U aFIRR OB RRBR O I 1V 72 &, HIGH
EOBREMTON TN D,

2. HEEUH AL (Pompe )
2.1. Pompe Ji OFEBME (1)

Pompe JITHEIRI O F THE—D T A Y > — L5
ToHb. PompeilL, 7'V a—r U &0fR+574
VY — LEEHR BB o 7 Va3 v X —+E (acid alpha-
glucosidase : GAA) DK MK FIZ LV BIET DR
BTHY, GAA BB TOMT LAEOFENY 7
v M X D HYARENE () BRERTHD.
Pompe K TIET A V' — LN ) a—~F o nE
FE L, EITEETOMER T O TR K TR
BUHIE AR RIET H. A— N7 7 V=X 74 V) —
LERET D2 LK VERET D DT2A%, Pompe T
TIEA— F 7 7 V=D R ZREENE L, BT
DEATHEDOEEZ G SR LT D 12,

Pompe Jp | ZFLIEA &R (1 e PARRIZHIE) 12
D END. LR Pompe 1 GAA %38 D5E4EK
BUETC, WRMBEIc 7oy e —( v 770 b, B
KELOAIE, FEFRARZRIE L, BRETIEZ O
X1k E TITFELE T 5. R Pompe 1L GAA B
FOHE KJET, BELHITR ST, Bz
FRE LT BRSO f MR T & 72 L, 17
P ORI AN IR 5 .

2.2. Pompe JiDT Ay h=—X (& 2)

AFTIX 2007 4E12, FHH 2 BERRAIT L7 L2
VH—BT N7 72X D ERT Bths iz, IR
il Pompe J1Z k3% ERT DA ZhEIZBI 3 28T
%, FLYEA Pompe 55 (18 ] BIEMIR 52 ) Tix
2% DIER] THEBIHERENS SE L7z, ERT 21TV 5 5%
LBz U= 2L Pompe 9 T, EEHEERK
(left ventricular mass index : LVMI) @D 1E & {23 HEHF
N, 39%DIEF] CHATRATREIZ /2 o 72 2 EAVURE
ALtz . AR Pompe 5 (BIEHWIRIR R 3 4H)
TIXEARREIZHEL, BTV A7 % 97%ED S8, =
AN TIEREF O Y 27 % 81%E 87 19,
ERT 12X v, IR Pompe 5% CTI3Em T, Ofp
SE, MR U — RIS E L, BMTE ST 5%
Basd 0, EMTHOUGEICHEY, ARG T
DA EOEERIERIZ R TV IZAER 2 #F
P S AL, T LDWRBANERR I LTV S.

ERT %= J 7= A 24 Pompe 5 Tld, Wolff-
Parkinson-White (WPW) JEfEREZe & D ARFEARD KD

R ERIRS/ N R MRS (ISSN 2436-2433)
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FH (5111 N) B, S PEEERE DS = A (9/11 N)

WCHBT 5 Z EamiEshi 9. 2 80k ERT %
Sl U 7= A OFLIEE Pompe JRIZEBWTH, BEME
fbiER S (auditory brainstem response : ABR) 0 L5,
ROWE B HS m R I B L 72 Pompe T/ O
RS RE AR A, D EWLREA T KT, PR 5
WICLDAREMENH Y, TV NV a s B —B T L7
712K % ERT CIIEEEIISE L2V 190 ERT 2%
7= 3L Pompe Ji O HAKIHZS 1L, BEFR{EOIKT
R U-fiber % 5 F 72 WRIM AR ZE DS HET T3 5 AE 5]
BIFIET D ENHLNZ o7 1D, HERED
BRI 18 22 H ~10 L L g S 5. X
MR, 7V a—F o BN KM E = —r v, i
w, FHERTAME, KRGO 7Y 7k, MK~
JLF AR TS TR <, A PN B AR Se. E JE
ML ERET D729, MBI  (blood-brain
barrier : BBB) DSREEENAEL D LW IHIFNH 5.
FOFNERRE TR~ B BB X, Bk & 7R R D FEATHERE

MZEMBE ORI HET 2 LGS TS 9.

EEFE Pompe KO T NI N AL =BT LT 7
\2& % ERT ORMTPRICEAT HVAT~T 4 v 7
LE 22— XX T F U AT, 1RIRRE L BEVERERE
D%FVC EDZE1T 12 77H T 4.5%IZ, 6 4T 6%\
JER L, 6 RBIBATIX 12 2> A ORI CRIGRE
WL S9mdtE L EHEIN TS 19, A
Pompe 57 (2% L ERT 1%, ¥ Pompe J\ TIIFEL
Hae, STz SGE L, D L LilfTTEEL Y
HNENIRE T2, L LD b EEER CORMT
#IZ, 1D 6 s HRTIRREO A B R 88N2s 2,3 4
BICHOERIE TICE CAMEM NS D 2 & NRE
ST 20,

B Pompe i b, R THROEREND LR
DIERZRT Z EBHLNITIN TN D, 3-16%D
JiE 73 rigid spine syndrome % 5 L, ZAM-CIRERO
HIHIR S 5. RSN, FE7v v 7, WPW
JEWERE 72 & DORIEARD A U 5 . I BNRIE & LR IE
72 EORRNIMAE B OAEDENEEE TH D 2D, H)
WRIEE-CAM ES BN IR D H2 5 L3k (Dolichoectasia), 7 7
THREZEN BRI BT 5. REWNIRIE OREBECIRZL D
WELEHEIN TV D, KR Tl MERME= =
—aARF—EE5UTH LR D. v a2 U IS
7V a—F U nERE L, RSSO B AR R

GEESZMEARIE, BAER, NT74 71, MK
) WNELD.

Pompe JHDNEAE T, A, FERT, FFOA RS
PRETITR <, PR, KRR, &z & telA
Ficlges 2 RET 22 HEETH D 2 LN HRWER
S5 & LI, ERT IIMILAE PR, KIKEERE,
HIE~DOAIETRD 2N 19, 25O
7 Ay h=—XLEosTN5.



2.3. Pompe i OFTHITH L

BESBRIFNIRG A A KA~ ) — 2 6 U v
2 (CI-M6P) SARICHE S L, MIRLNICELY A
TA Y —LETCHEBINOEEEZFALTTA
V= KIZEIFET D720, Ml EIZ CI-M6P %%
IR DFEELDN D T2 NV~ DO R BF D HL Y JA Fx
IR RS D Z & 2 A LTz, filaiN~o
R BN OB IAHBDYCEITHLERH DL Z L0, T
VTN A B =TIV T 71 LD IEENENHN
HUVIZHE U AN D D Z LD, &5 51RE
REHBEL, HILWRFREE LT v vav sy
—¥Y Ty E R Trav X —FB+I TR
Z o~ GEE A RINHIFE 5 SRT) | 23BH%E S 472,
AETIEL 2021 4, TV v a sy B—¥ 7T 7
7TREKRBEINTZ, TAAINTavd—8 TLTy
WZIZT AT as B—B 7 V7 7 Ik U, s
ffilC L0 M6P 2359 15 P& T 572, flifa
WA~E 0 BhRMICEREITRVIAEN S, HLIEA
Pompe JEIZxIT DT VT vavd—8 T T 5
D 2 MR RER (BLE20IH 25 38) TiX, 40 mg/kg/
A1l 20 mg/kg/IENZ HLlE L, SEBIHEHE O S AT
e ZR L ), B Pompe JHIZKTT DT LT
7N A E =B LT NI as B —E L i
T HIEAEAL —HERE 3 MR T, ELREHA
ETHE (FVC%) OZEUITIFLETHY, T3v
TN ayE—RILLY 6 TR (6MWT) T
AATHAEE (52 30.01 m[95% CI: 1- 33 to 58 69]) Dk
BN LIV W, FrBER AN, BRRBR T
TN E—RIZIELMETH DM, TR TITHT
AR RA ~DY) VB2 12 L0 BIFR R AR
FTHLHE SN TN D.

2.4. Pompe JHDFHAERA 7 ) —=27" (NBS)

2005 4515 THRLA S 717- Pompe J% O NBS 1%, #L
IR Pompe J& TILHF-HNARBIAAIC L 0 IBHE R
EWZ & &R LTz, 2015 45, Pompe JildK[E CTHE
$ENBS /%L (RUSP) (Zhlz B, KETIEEL
DT Pompe 75D NBS 23TV TW\ 5. #EAMNET
HBAFIZIHB T, Pompe Ji5D NBS 23A28 0, F
W15 EHAE B L T\ D, RECIE, # v
T A AEFETIE AMU Z 07z GAA FERTE R
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Management of Confirmed Newborn-Screened

Review article

Glycogen Storage Diseases
: Unmet Need and Advances in Diagnosis and Treatment

Department of Hamamatsu Child Health and Development, Hamamatsu University School of Medicine
Tokiko FUKUDA

Glycogen storage diseases (GSDs) are a group of disorders caused by enzyme deficiencies or
transporter abnormalities in glycogen synthesis, glycogenolysis, and glycolytic pathways. Although the
hypoglycemia and hepatomegaly that occur in GSD type I, VI, and IX and the dietary treatments such
as frequent small meals and cornstarch therapy for these diseases are well known, there are more than
15 GSDs, so the symptoms (hepatomegaly, cirrhosis, hypoglycemia, muscle weakness, cardiomyopathy,
renal failure, etc.) and treatments vary depending on the disease or subtype and severity of the disease
even within the same disease. GSD type VI and IX have a good prognosis in many cases, but many other
types of GSDs have long-term complications and require surgical intervention in many cases. This article
reviews the unmet needs and challenges in GSDs including the management of long-term complications
such as multiple hepatic adenomas in GSDs, new recommendations for sodium/glucose cotransporter 2
(SGLT2) inhibitors for neutrophil dysfunction in GSD type Ib, new phenotypes of Pompe disease after
enzyme replacement therapy, and the efficacy of high protein diet and ketone diet in GSD type III.



