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SO, [RYFEETA RTA 22018125, 74V =2 (7 7 7)) —JFEts) I
BIRAEIZEHEE HARG KRB REEEOWHIOL L THITENL Z L2 REEL BT T,

R ¥~ (Pompe disease) (T 4 V' — LD 1 D TH Y, ZFOFIEFHD S FLILE & B FHR]
WAEHESNTWET., 70y E—A 277 PRIANF—OEFEEL LTERSNLX
XEETTA, 2O S — ORI CARIE Y WEICEIIT 2 2 L I3ESHTIEH D
FHA. ZLT, RUyYFIIH LT, DA ETIXEEHEHFCIE ) (enzyme replacement therapy ;
ERT) 7% 2007 4E (2 HEEE ARG S N, FEHEER OB THM S, TOREIEIT IR TV E
T L Lads, ToRiBEGREEZEL O EIZE - RIEREILETY. T,
AR D) — =2 7 OLFNER ERT (M) PURELEORE L EAiE S TnwE .

Db X9 Blurs, RUGROBW - GFEICEHT RSP T AED BT
4 P4 OLEUFFEREERBELE 2O LS TE/22 %2217 T, 20174254V — 24
(77 7)) —ImET) BT AMAENZEIC L B[R ~IRBIET A K54 ¥ 2017 HERK &
NFE L7 LeLiadss, AAA T4 2I3ERmTH o 72720, FEMERRIY; 0 JeE I
MBrEBEITTHIENTEILATLR. S0, BRERRBREFEDMIEE - BHET
1874 Y ZB%, L CHBESORE - KREET, FRWMEOHTIR Y ~RWLET A
FIA4 22018 & LTERESNAZET, BREUEFEOH AIBHBITTHIENTEDL LI
mFE L7

CDIHA FT A4 Vi Minds DF > TER SN TWE T, RUFdeR L8912
WVREETH VIEBIBI DR niz), TEFYALNUVOBEWSDIZZ0E L, s
WEIZZF A=A E=F e LCWET. LA LARAS, BEMIZIE Minds OFEHIZH] -
TWALIENL, BKHTA FIA VIEFZEF UV ALNVOECSBHENA FFT4 0 ThbHEND
CEEMFALIVWERWET

WEIZRD) T LA, AHA FIA AMERICE KRR TR Z W22 & LS5 @A
B BRSO REI T4 Vv — 298 (7 7 7)) — IR &) BT 5 A sE I I se 1t 3%
HOMEE A, FFRIER Y ~IRBETA K71 VMEREESRREEOE 4
HAGRAB R FXEEREOEIE 3 EZ I 00, THWeZ2nig Ll ol 2 1FEH
Bl ETET.

KITA KT A V3% OEFGEFZIER SN, ZTORE, K IFITRT 5 800 - iGE
OENHEL, BEZAD QOL HUFET LI L2 HVE T,

FR 30 4FE 11 A& H
H A R B sy

R R
(R R RER R



BHHA K4 YO HI T

R ¥~ (Pompe disease) 1%, 74V V' — AR, WM a-7)V 23 ¥ —+ (acid a-glucosidase
GAA) DEARTFALIZ L) BIET 2 F B EAH RO RABEEETT. FIEF
Z0~60fFCTLIRLL, BET D EMUNT, FEK, CHEZEEELET.

JE A R A TR B S BORMI R 94 VY — 2K (7 7 7)) — Rz &T) IS 5
TR | (WF7e 3wl cld, 94 7 — 29831 58, ALD, _VE+FT v —24
WOLETA BT A MERFFEO—EHL LT, FH27TFE6 HORERH B TRIETE
oz (HalBESERRS) 2 R NRBEN A P4 MERERRRORERICRA L, A9
B OEME 13 ZICHE - WERE, VATYT14 v 2L Ya—(SREE, #HEERBEL LT
Mbo>Tniz72%, [Minds BHETA KT 4 AAEROFF]E 2014 (LT, Minds) I2R S 472
FHEICE DL, DPERIORY NIFOBENA K54 2 THLIRYI{BENA K4~
2017) (FE7Edh, UWFFEHEAR — A _R— I TABT) 28 1 FOH &2 2007 TR L £ L7
FHA FT4 OFFTEIE, BHEARRIRcEo &, RENRFEICL DIER S N HERE
bLICBELERAY L, BRIAGICB) 2 BEIEDOHWMEO 1 D& L THEBE
WZBHEILTWZ T, Ryl ) mEOME ., Minds OFEIZH o THHES
A RTA VERERT A2 LI, Sl ERKROD % SHh 065G, #RESLThLVnETS
bHD F L727%, WHEZR A E ) Minds DAEMIZIFD LA IED T L7

S, WA T4 VIZHAERRBREFRICLD2FRFELET, B0bHLIIFR
YAIRBIRTA KT A 2018] & LTEIEICERZ L2 F L [RYFEHELTA K
FA V201 DPOENEOERIXDH ) THAD, LVELDBEFIIRYFE M- Tz
CHESHPMZ 722 L2 REELCBVET.

W2, BHA T4 2 OMEE TEL T2 75072 UK » RSB A T4 >~
EREESORGEHREER, AR T4, BHLAFETE, 72 Minds O F % 2
T THRE 2207z (BF) H AR E SRS RERT MR O R ERILE, FRRRETCoBBETT
RpwiziZniz HARE RS RS20t HR R, ZWikE - BT K94 Y%A
KROKY MERE, PHARRIZB R, BREFAIZER, $5REOMI SEELII LY,
% OFRRICEHHT L BIFE 5

RAA FTA VN, BRRSHEICHED D HMIEERE, O IE—RBREEOKET, FEHEHE
FHEDODF ADBRIZEDZ EEHEV LT T.

SR 30 4F 11 A5 H

JE A= 57 A e v TR B SR BOR T Fe S 3

[ A4V =277 77 —JFEte) IS 5 iRAH5EEE
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BWHAL P34 v O/BEICH72oT

R 2 95 (Pompe disease) 1¥FEE o- 77 )V T 2 " — ¥ (acid o-glucosidase ; GAA) D/KIHIZ L 1)
MIEDFT A V=N 7 ) =7 Y HEETLEETH ), HIAEASEEEZETHERT
L. JEEGEEOREHERICGEEINTVD, T4V = ARFIZHGEINTWLDS, BEEH
NAMELTHHOENT VD, RREFFLEFINIFERES 27 L ZNLIEIZET 212
RSN L, FURINLOMER, R SR TZEL, IEEOLAIT 1 KHiET
T 5. BEIIIEAE TORIEND 5 % EENILCDS, ERWIIHNDOBKTAB %
FEIRTH Y, FRIIFEA TH 5.

2007 F V2D HE T b BEE M FCHEEE (enzyme replacement therapy ; ERT) 258 A 41, $FICFL
WEITIIHAREHRE 2> Tw D, WREPHE SN2 212X ), REORAED L8
D, IS NABPHZ Cnd. 72, LD RICER T L72010AER~ AR 7 ) —
YT ORGHEBEIRELOBELH D, Sk, BREINLEMNSIMEENILL 2D
ZENTHINSG.

—77, REZHRMETHEMIZIUIES 2L, MBI REL T0b. 4%
JEHME S RV ~IFOBW, HERICEDLZ DL b EFHREND.

Doz bz z, REOBEHESANELVNVOMRINIZEREEZZITONL720
IR AIFBIEATA K T4 2 2017 DVER AT o 72, WAA K74 2 IIFRFAIRRIZES
< [ (evidence-based medicine : EBM) \ZHI o TR L 72, [WH A FF A Vx5 mitk, Lf
ZeHE & 0 EEO/NEREEE R SICEEEAT S, F 2 BIFRPEO R — A X— T B X U Minds
HARTAITATIT)=THREAINTVWS, L2LE)S, [MTFalALZWw]EWn)
FIIE 225N TE hdol. S, HARERRBREZSLOHBODL &, Fa%F%
BEZT) ZTIRYIRBEHTA K4 2018l L LT EESNAZEIZEY, X0
COBEBPEFZEOBRRICEM S NG Z &2 MFEL 72w,

RIS, BITAFTA ZENROVERHBEO AT ORIV ER L2 DTH 5.
VERCBIRE OFRRICIRH 5. F72, GsCUE, A NI A4 VIO T THREW 72 720n 726
HE—ok, REBIE, FREE - ARIIH o TITRI V2w AR RACH Bw
FROIFHMESEEE, R kA, B eI OB R L.

KITA T4 1L, EEOZOHRICH LUGEESA, TKE FHREOKEZIZILD,
DOl A2 DB NE TN LD ES N EEREMIC/ERENTEY, &5 720 TKHHH
LETF2EEDIZ, SOTANITA RIS ZEET, K YFOEHE S AR TEKED
QOL UEIZOLHN AL LB LL V- TV A,

PR30 4F 11 A5 H
JELAE 7 B4 A 1 e B AR BOR I R 2
[FA4 V=2 (7 7 7)) —weEd) IS 2 FAmseE
RYNIFBIETA N4 AMERBERESR
ZEE KIG+H
(RO ERERRS)



BRTA FFA4 YOVERGEICELT

RKHA KT A 21, Minds ZHEA A B4 AAEROFF & 2014] % 5EI1C LT, fE%
To7z. WX 15 ® 27 ) =)V 7 = X F =3 ¥~ (clinical question ; CQ) IR LT, ¥ A7
~T 4 v 7 L ¥ 2 — (systematic review ; SR) 1T\, #EWEEPREL TV D, CQ I, FKDOH
BT = — AR T 5 BRI (key clinical issues) # 74 FF 4 MEREB R TR

WA A, R 2~ (Pompe disease) (2 B\ CTIXFZIIAEE, B2 LS Py 7 THD 720,
IO S EEBRRMGEE LTINY EF7z. #EEOERICH 2o TE, CQ DT b 71 LI
SR ATV, ZOFERIZED W THEREZAER L 72, AW LHEROBSICEH L TIE, A F
TA NERERBEHOMRICL DIEL 2.

1 JUZAIIIRAF IV (CQ)DRE

CQ DI EF & LT, PICO(P : patients, problem, population, I : interventions, C : comparisons,
controls, comparators, O : outcomes) & JAVCT1) A N7 v 7% 1{T7- 72,

FNENOT Y ML LT, [MAZZTHBEICLoTCLEORERELEZOND
PIEREHE L7, SEE 1 ~9mE L, BAPEWIEIEZOT Y M AIZEREIZE > TEE
EEDENET LHEEZHRIRL 720 1~ 3 FUI[EZE TIE 4\ (not important) |, 4 ~ 6 FUIX[E
i (important) |, 7 ~ 9 X[ F K (critical) J & U CHHHL TEBRICSR 2179 77 b A 43, [HE
PR bDE[ERIZLDIZH L TTo 72,

2 MiEMRER

FAEMBE S F — 7 — FaPiE L, HEREHEMR RGBEER KA iEHRtE - 5 —)
12 & DR 2 /E L 72, MEDLINE (PubMED), &% JuERE (EEHEE) 2 Fv TSR L 72,
R AIREAR DR TH Y, BAE2 L EGEUER (randomized controlled trial ; RCT) 7 £1%13 &
AEFIEL 7z, FARIE TR — PFERIEBS FIFZE & 22 5. 24 &£ 1351 Cochrane
review RO E L L REGIFRE bIEREZROHMTIC LIV Sz Lz, — kA7) —=2 7
IEKZER & SR ZEDTV, AEY R ERI L7, ZRAZ ) —= > 7 % SR ZEN
TV, B SR &4T o 7z

3 IEFVAOEOHT

BEIECF UV AOEOFMICE L TIX, 2 4® SR BENEK 4 TiHliz 7V, RTHICHKE
L7z, A7 F )T RCELTOT— % DAL, Minds TOXIF—% i@ L7 SR £H
HFEETATY 7k “R” 1T “metaphor”, “Formula”, “Matrix” % il L C179 FETdH > 7225,
FEEIZE XY T F) VA %AT) 2O RCT @ LUIHFAEL o7z, 5 CQ ITx LTI
L2723 _XComHE %, A/ ZERBEOMAGDOEMICT 7 M A, W7 A~
WICFHMIIL, ZORREZFLEDLLDEIET Y ARMKE LT, RENRBSEHRELT.



vi

ZO%, T MIABIZE LD LN LEEES DM 4 DI LIZOWTRCT, BEMR L
WG T A V4N 7 A1) A7 JEE I (indirectness) % - L 72, WFZE 79 4 4122
NZNOHRLE FEOHEL, MIEOERIZOVWTHIRD 5HE ()N 7 A1) 227, (2)JFH
ek, Q)IE—EME, @AM, ) MRERE) N 7 AZBWTIE, TE7 v AFHifi % 5]
ST, (DAACEBZREBE, QHFHE-RSAR, Q)R d 5 38H KT 12
L BRNROWENIE L TEEHliZ 51 & FIiFARF & L CaHii 217 - 72,

4 IETVADRE(FE1)

BETA FIA VBT AIET Y ADMSIE, ZOHRBEIRELR & OHEE M HESRE % S HF
T5I)RTEDHRETTNZRLTVS, ZETA FTA AMEBDT2HOD SR DT, T
VR Y ZABAEDO YT v A0S OPElX, RCT TIXAIIFEMGIA (GR) 15 5 5-fi % Bt L
FMliE T ALEOFESCHEEICISETA, B, C, D ZRELZ. BIEHETIE, M
MirC(39) 12 St L, FBICEFMZ TF5 5 HEICOWTEHE L 72, FEIZEHEE EIF 5
3HHIZOWTHEHliMRE L, MIDOWELITo72. ZOHA FI74 TlE, WFToLETF
YADRE E L TERDITLTNS

IEFVRADE

A (G8) MROHEEBEICHR < FEEND D

B () MROHETENEICFRREDREN DD

c (39 MROHEENEICH T DHIEFREN THD
D (ETHEL) | DROEEENEFEALHIETEREL

RIHDIA N4 2 TiE, Bl L7z@), L33k — MiRETHLZ b, Ml
AEITC(59) 15065 ), ZOROEFICL DRI ET VS

5 HROEMR(FR?2)

Hed2d, TUF U ADOEERREEEDONT Y ANZ, BEOMEBR IR EE S OME
Bl B IER L TRAICIE L7, FIEDR I A MRERICARAES720DTHLO00E0
THEN L7z, HEROBREOFRRIL, SO LOAT—FICHEEK L TH DL HET, 14854
MERL TV — TS PE L7z, HESEOSR SN BR HESE T S (BRET H) ), 20 55 CHEdE S
5RETL)I02 W) TRRENDL T EDVL VDS, KA FFA4 0 TEE) LTHHERED
RMEERROON B VE XTI L] LT,

HEOBE

3L eSS 1| 9%/ ULB\WCEEH#EET S
L e 2 | 9B/ LBV EERETD
T BL | EBE5EBVEH

Hextsoid, FEERomS (1, 2, LI, TEFyA0MmE (A, B, C, D) &PEELL
DT X)) IZi#d 5.



1)

) BEXICHLTEET 21T 2 & 2T 5 (1A) = RVHESE, SRR EES ()
2) BEXITH L THEECICHABET 2179 T L2 RET 5 (20) = GV, §5»
i/ INE SoR )

3) BEXICHLTHEL 2fibhwZ & 2im R T 5 (1B) = BRWiERE, HRED
RIS L)

6 I\RILEE

KITA RTA ¥ OVERDP L RIORAEEO TV 27 N Th Y, Tz ET %
NolzDIEFFEFETH L. 20174F 1 H 15 HORKEIHZFEIZB T, HXFEDOA D N=DH b,
RAJHHA N4 ENERORIERB R, MIGHEE, 1FREEEN 10 40861, HEE
DPEZRATo 72, RIEIIENZER 1 4, SRZEZEE 24T, HED) 6 1 B0 @EFSME 2o
72728, —i#HD CQIF 9 A THkEIT -7z, /X3 A MIIEHEAIZH O LOER % X —
WAL, 7SR VSRR ICHEIE S0 § 2 AR E L) 2 TR EZ{To 72, CQ LT
Y N H AOEEEOFAME TV, FlIZEE EONT v 2O, MEHROIE 5D X O,
TOMMS MG L, BARMICHEREL g L7z

7 BEHARSAUDOHME

FHERTTEDT, BEITANITA VR LT, TET Y ADEIN0, RdEdEd
INANVEFECTRESINLD, BHCICH L TREREOIF A/N—- b FE=F ik b bz
R AN

8 FEREHR

ST - DAL FIA Y RESEPLE T2 AARERABEFEFERNICBI 2 HE
UT o TITo 7.
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RAA N4 VEERRBIGIZ BT 2 EFEEOBIROY R — ML 72012, L4
LHDTHY, KHARTA L OFZLTHED) &) IZHET L O TIE AW, RIS
(A, TXAN=PFE=FLICLDDTHY, EBEOHMNIIIE, HEORIE 7 - 72l
HERL I A b EOBEREMEELLD 2T, Br08E, ERERBZRORICIL CTHRE LT
W/z7ZE 2,

RAA RTA L OHIEL, NI THELT 2L, BEPLITUET L L2 Rt
TLLOTIEAR, T2, HERESEZIILT, BROBEBICBWT, ERITAZIT - /28R
WX LT, 4 FIA4 MEREBRE—YoOEEITED W,

MAT, AHARTA 0%, EREFHOFRE LTHHENLZEZHELTES T,
CETHMMBRBHICIOVTOMBELIURL T 5. EBOBHE LOHWIX, 84 OEE
Mgk, BEICHELZREEZTNETH L. Lz > T, EFEFEUIELLGEIL, ATA KR
TA VNRTHERL A ML e o/ v ) BEHTHRBRD S 5 [ L HI S b 2 LI3A#EY)
ThHb. AT MEREERE, KA RTA 2RO E LTHHT, 2L %72
DR,

DR LR DD, BRIA FIA4 VIEHRBESO—Bh e 2 5 X EN2b0TH Y,
a2 OERELTL LML OTIER W

MR E %D BEH

FEFGIENES L O, FTEMEFREIC TR Y R EHE SN T XTOBENNRT
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romoss

KEBIE
RYNRIFETA YV — L8R, BMEo-7 )V 3L ¥ — £ (acid o-glucosidase ;
GAA) DHEIET (GAA) BRI £ ) FIET 5 W R E SRR OB RAH2F
FECH L. CGAADEETHL 7)) a—7 Y H3EHEH, I, Lz A4V —
LZERL, BT, FER, OHRER EEREIET 5.

GAAZTA VYV —LWNTT) A= U2y d 5BETHY, oM
FAV—LNIZT) A=Y BRERL, T4V — AhER L2y 5.
I ANF —EAREICED CREBIIHS 22 Tld v, IRLT 4V — A0
NI EEE 726 L, HHKTAEL S, BUBRETHLIRL 21V —
LD, AV — AOGREESMBENICHRE SN Z LI2LD), B
B OBIEDSHEITT A EEZONT VS, FA VY —MIEy vy 3 bay
RO 7% ED/NREEDHRT 7201274V —LIZE R LYV A 7 VT 54—
;7 7 ¥ — (autophagy) DD HE L HE ZH-oTE Y, KU Y§TIE GAAR
FBICXVELAHMBHAD I — 7 7 ¥ — O A B S & BREO IR IR X
(S LTWwAEEEZLNTWVSY,

R - RERERK

B ARRER D FEBIRES, TR & 72 2 BRAREIR R0 B PRAGE 18 L PR A B R 1 & Bt 5
%. FEAEREH 7 © FLVERI (G BuR) LB AR N ERLS X OWAED IS S B
FUBRNIC MR KIBET, B0 & BRHNRET L. &FOFW L
BRI, ORER, BERELOEE, FFERZF0, BHARBIZBWTE, MR
4, ARSI E D % OFEBNE 1 EREICIET T 27

ISR (NERE & NI L, FRAFEERIGTE (LW @ 40 % i) 2 69 5. ik
HEATEDOIEAHEN DO I AN F -2 2L, @EOH IR SN2, EREEITITEE
BRI L pga s, ANERNE, FLEEIZ S FHEM T TOFRAET, FLUBHZED
L TOETEDLHELZRO LS DOEIEL, —HKMIZ 6 A LURDOIEIETH




Ky RBOPE

L. AN, HEH2 OGN E CICEET L2EELRT. BEIOBEFR
WP EEAIEIRD AT N T IR L, 60 ~ 70 N THIET HIEB D & 5. ML
JERDFHMEZETH ), B O T, PR AERSEA I BB 3
5 ZEN%\. BiE, Gowers BifE, BEIREH 72 L4780 5.

EREKIRE & B2Hh

—fEiA I BT, FLIERITIX, AST, ALT, IIiEZ L 7F > F%F —+(CK)
O L&, WS Y 7 AFRARTF F(BNP) D EAPA SN L. MG CK EIL,
% { OF54 10,000 IU/L K TH 2. FLIER OIGE X Mkt ok, GERT
P IEOIRIGOHE A, PR MBOMEM, QRS DEBEMAASLNL. LT R
A CREEE BRI ZE DT S A 5B,

EFAEICIIME CK O EF7SASNL. IR RERA TG & & &I HmiG &
(forced vital capacity ; FVC) DX T A3 5 41, AAALTOREME 2 LIPEAAL T O
HEMEAS L VIRT 45, BHKS CT TIEHIIC LY CT O ZLRH A A S
N4, HEMTIEHEEZILEED, I N2 EIFAOLNLZ LD D,

RS I, AHRHEN SRR A 7 7 7 — BBt Z2iah A S, ZEiN
|21 periodic acid-Schiff (PAS) B¢t EME (7)) 2 =7 2 ) DER L Tw b, #B5
BOLEPIITEREZRO BN LD DA, BEAA T 75 —LIETER M E AN
HAKRDIIED B ORI L %2 5.

HEEZ I 1L GAA OFERIEHEOINT OFEH £ 72139 K & 72 5 GAA Bz AR
DFRFEIZE Y 2 &b, BEFEMENEIIZ) 2/ SERR B, MR 2 v
TH . V) Y SEROBEREHIE T IV R =22 B LAIET 5. GAA BIET D
FRAER IR VD, FTHEZHLIT). BRUOBMIIB VT, BREBE
(pseudodeficiency) IZ PV TEET 2 LE N H 5. MREAT R &2 G L TRE
IS L, RIEIET LV (p. G576S) DI %179 .

FLEEI DR & L C Werdnig-Hoffmann (W-H) %, Z OMOMEERG, LR
IANF— I MIVFY TR EDVH L. W-HIHTIE CKEIZIEFETH 5.
EFRATIIFAF G Y A b a7 4 =R ZOMOFEE & OEHIFLETH 5.

RIBEEFZ DB THIRZ KN (TN TNy =BT VT 7)) & A BEEMTHE
{: (enzyme replacement therapy : ERT) Z 47 9. 2 B[ 12 1 [\, 20 mg/kg O i
E2ATS.

BREH OBIEPETS AN R WNER L G 5 2 L ANREBE 2 ) LS
HEZEZLNDY. MAT, 44770y NTHGAA UKL UGS 55 ¥ 73y
By ebb, RESHEREYE (cross-reactive immunologic material ; CRIM)
H 78 ERT ORI G-$ 5. CRIM BEIEDEBNIFLIRB O —IZH 55 755,
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BERBANI T 2Pk % A L, ERT ORENFHES L. 20 L) RIERT
ERBBEREDSRAONL Z L 05H 5.

M BB & R, FEIBERE IR 3 2 574l & EFZ AT IR N 7 —3 3
> RVEGRHE A B R E O, RT3 50 2 (non-invasive positive pres-
sure ventilation ; NPPV) 72 &% LEUZIE UCTATH . DIHIEICR L, MR b 17
bits.
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RIS (10)

@BRBIR > NIR ClIIHRIEF RIS ARRMDOEEMN DD T EN'D, BMDIHDIFE
EUTRBZNBREZHRELITLAC0)

(= - 889

R IFOF L, HEFE D J. C. Pompe 1932 4£12, LK% & 72 L TIE
CL7FLROFBHMIRIC BT, FEWLERL2ROLI L ImE5RT 5. 221
) a—=r rpERL T LWEMERGD, KW ERET 505 BIRGR
GAA GEMEE & D12, HREABIZICB VTR ~JFIZFLIBRI D S A F T2
R FITLAEEBELTEY), BREEEYFOHIZIE, ZRE2BOLEVEELD
5.

FURELR O BRI TIEZE < OB =R %2 720, HmEIEZHozo
B TH BN, B IHOZWIL, GAATEMEDET 23 5 2, K2 ~F
ISR TEMOBETERZM 7 LVICFEET LI EIZL > THEESNS.
ZWTHETE D 72 80 OIFHFIIRAED N E DT 2 BB T 2 LENH 5.

7S - TETVRA]

R AIHOBMNI B A REEIRROFNEICHT 2EH NI ET A% H L
7o T v, FUEBIAR VT, EICIER L2 R X 7 7 & — B getaly;
WOER, ThbbI AV —aNALN, ZRENICE, AN~ hF2 Yy - TF
YV (HE) $to CE I Qe SN A RNER W &, periodic acid-Schiff (PAS) 4+t
G E CH L 7)) A=y PEET A, —h, ARER Y RFFTIE, oo
A, FURANZ CBEE Cld e <, AT CITBAIR 2 2l 2 D w2 & 2%
WY AR % AT L 72 BRI VI 17 HID D B 30 % OFEBI T2 %
Tdpofz b ) WG RIRFIAR VA 38 B0 ) B, MK R BT O 72012,
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10 BIZBWT 2 [l HOBERDPLETH - 72 L OBE DD L. F72, BHEEE
VY TLE, Gomori-trichrome 2873212 & 5 Getts TR 3 A MR I A RS X i
59 R FOBTHEMBRETIE, FY)a—Fry, BIEEOEBVWHEEE
AETAIT =BT — T 7TV —LHhHLENDE".

b Z &t SRR ¥ 95 T FHR BT RAZBRE D Rk 2 H 5 728
ZWO OO L U ORBSA IR L HESE L 200,

FURBR  NIFTIIZI O 7012 F 3 TH 545, FEEZWIZIL GAA THHEDK
TEAAT L ZEDPVETH L Es, Sl FEEZER, KL E Hwv
TANWKR—= A& TIT ) BERIEHIEE 3179 S ARSI 5.

U ORPFARE L, L) EEEE V2O, BHO-0121E, EERTS
R\,

[(HRZERICAVIEDFES]
ZWO-0121%, IFRENLMEDFEIRLTH S0, BETTROA TR, BHE
FrRDS, R NIFORERLHETOREZ M+ 5 ) R THEETH 5.
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BREFH - BE(CULEIREN]
1 PubMed(#3% 2016 8 A 30 B) HAR 1966 ~ 2016 &

#01 | "Glycogen Storage Disease Type II/diagnosis” [Mesh]

#02 | #1 AND “Biopsy” [Mesh]

#03 | #1 AND "Histocytochemistry” [Mesh]

#04 | #1 AND “Muscle, Skeletal” [Mesh]

#05 | #1 AND “Microscopy, Electron” [Mesh]

#06 | #1 AND “Autophagy” [Mesh]

#07 #2 OR #3 OR #4 OR #5 OR #6
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#08

Pompe Disease* [TTAB] OR Pompe's Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TTAB] OR Deficiency of Alpha Glucosidase*
[TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II"[TIAB] OR “Glycogen Storage Disease Type II"[TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II" [TIAB] OR “GSD 11" [TIAB]
OR GSD2[TIAB]

#09

#8 AND muscle biops* [TIAB]

#10

#8 AND muscle histochemistr* [TIAB]

#11

#8 AND skeletal muscle patholog* [TIAB]

#12

#8 AND electron microscop* [TIAB]

#13

#8 AND autophagy* [TIAB]

#14

#9 OR #10 OR #11 OR #12 OR #13

#15

#7 OR #14

IREAER 339 1.

2 EPEWeb(#®RR 2016 88308) MM 1977 ~ 2016 &

#01

PRI ZY/ THand (SH =321, BURZMT, X KREOWT, MUSTUEARIERCHT, BERZH, RIES)

#02

HEU 11 B / TA or Pompe J5 / TA or 7R >/7X9& / TA or #EEUR 2 B or 2 BUEEUR / TA

#03

#1 or #2

#04

#3 and (4548 / TH or 2548 / TA or J\A Z T/ — / TA)

#05

#3 and GRERIES / TH or #BRLZ / TA or MAEHERREE / TA)

#06

#3 and (BHEEH / TH or BA&HH / TA)

#07

#3 and (BFIEMEBREDE / TH or EFIEMES / TA or BEE/ TA)

#08

#3 and (B B{EA/TH or BR{EFA/TA or HCEE / TA)

#09

#3 and (JRIEFHVIRTR / TA or AHRIE / TA or RIEFHIIRE / TA)

#10

#4 or #5 or #6 or #7 or #8 or #9

RERIER 126 4.

[ERIER]
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Ao FEBIEO.
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(TEIMER, #RHEE MG, AR BRI EH oA L L THW LT E 7275,
VAR TIEIEAR AR R 2 FH 72 GAA TG RIE DS TR & 722 o 72, JEAKINLO GAA G
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TEARIMARAR %2 FI 0 72 GAA TEIEIIE X, R ~NRoZhiEs LT, 20fH A%
A SN TV D, BRI, IS 7> TRINED D 7%  REDV/N S W
Z &, BIRENED TIENBE R Z s, BICHERY AR ) —= v s
RNAVAZ AT ) ==V TRBIZHWOLNLTWAS, BETIE, 2005 F20 5
MRIMARAR % I 72 GAA TEPEIIEIC X 2 B ICFLIRTIR V2 xf R & L7284k
W~ ZA7 ) —= > 7 %BIEL CTWv5. Chien 5" OETIE, 132,538 L DOHE
Wizt LTAZ ) —= v 7% ER L, 121 %0.091 %) H—KAZ ) —=> 7B
TETHY, 4R IFEMESH SNz T2, BEMESNIED Zh o 7.
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GAA {EMEME, GAA B&TFIRNT, WimBERT L7 &7 & B2 7 3L ALK &~
ANPF, 20 ZAHSBIERIR VT, 294 403 RAR (B RGP A T8 o o> 10 ~
20 % BRETH 505, RUNRBOIERE R E R WHERN) Thoz b EL TV 5.
BRIIR Y AIFONA ) AT A7) — =2 7134 ) T DS sk FEE5E T
WEENTWEY, BRERDOZWEZ LT F > %+ —¥ (CK) LE, ZHro-oh
WM H IR T OWT I L7213 2 £ 5 1,051 BT, JERKIMR
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FREHTIC LD 17 BIAEITR O N EMEEZ T S N7z, 20 X ) IR A
w72 GAATETERIE X R _IFOZW, FFIZA 7 ) == 7I2BWwT, €0
HARAMWATREN TS, —J, &E, G, BRI, BREEEMUMETSH 5
B Y AIFOFER & 2 S %[5/ 48 (pseudodeficiency) | & FHEIL 2 £ FHAS AT D
¥3 ~4 % AEAET 5. IBRIMEEZ V72 GAATEEIIETIX, Shs oBRIE
LRV RIFEE L OBBISHEE LG H Y, A7) == TIZBW TRk L
HEENDZ EHDH D, Shigeto HV1F, IEMRIMMRIEPSANEF T L 2 HEFELT
GAATEMEZMEST 22 LICX ), 18 HDOR » NFHEFH L 70 ORI %
FTRTENTREEL L2Z E2HELTWD, Oda HV1F, 496 & DR % (15/K1E
15 44) & 29 DR ¥ 95 B E O UEMIMARE 2 0f R I GAA THHEIIE 21TV, EE
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HERERKICAVDIBROERR]

SRR IMARIRIZ X 5 GAA TEEEIEOBIZIE, HEHZ EZHCTGAAD T A
VA DO EERINL T, GAA DA ERET 5 LENDH L. BT TILIEMIL
BARIZ & 5 GAATEHEIEIXBBICAZ ) —= v Fid e LCERL, WHEDE
W3 YSERE 223 A, ARHESEMIAE 2 7 GAA TETEIIE B L < 1X GAA
BIZ TN 24T .
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1) Chien YH, Chiang SC, Zhang XK, et al : Early detection of Pompe disease by newborn screening is
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1 PubMed(#% 2016 8 A 31 B) HAR 1966 ~ 2016 &

#01 | "Glycogen Storage Disease Type Il/diagnosis” [Mesh]

#02 | #1 AND “Dried Blood Spot Testing” [Mesh]

#03 | #1 AND “alpha-Glucosidases” [Mesh]

#04 | #1 AND “Enzyme Assays” [Mesh]

#05 | #1 AND “Neonatal Screening” [Mesh]

#06 | #2 OR #3 OR #4 OR #5

(Pompe Disease* [TIAB] OR Pompe's Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
[TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II" [TIAB] OR “Glycogen Storage Disease Type II"[TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TTAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (diagnos* [TIAB] OR test[TIAB] OR tests[TIAB] OR testing* [TIAB] OR
examin* [TIAB] OR screening* [TIAB])

#07

#08 | #7 AND dried blood spot* [TIAB]

#09 | #7 AND (alpha glucosidase* [TTAB] OR maltase* [TIAB])

#10 | #7 AND (enzyme assay* [TIAB] OR enzymatic assay* [TIAB])
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#11 | #7 AND (neonatal screening* [TIAB] OR newborn screening* [TIAB])
#12 #8 OR #9 OR #10 OR #11
#13 #6 OR #12

RERIER 562 £

2 EPFHEWeb(#&RF2016F 8831 8) MR 1977 ~ 2016 &F

#01 | #EF% 1B/ TH and (SH =327, BIREOHT, X 1RESHT, METIEAZIESH, @SSR, RIES)

400 (AEJER 11 2L / TA or Pompe J& / TA or 7R >/7Xf& / TA or #EFRIR 2 B or 2 BUYERRSR / TA) and (G2HA
[TAor iRE /TAor T AN /TAor AV U—Z27 | TA)

#03 #1 or #2

404 #3 and (FZJRIMABAARE / TH or F2/R MERBHIARE / TA or JEHEIN / TA or AR/ TA or EZART
BRAR Y MEE /TA)

405 #3 and (Alpha-Glucosidases / TH or Alpha-Glucosidase / TA or 77 )L 7 - J )L 45 —1 / TA or
Maltase / TA or X )L5—1 / TA)

#06 | #3 and (BESRAITE / TH or BESRAITE / TA or BEZREME / TA or BESRIRE / TA or BESR 77w 241 / TA)

sy | and GRERRIU—ZVT I THor TERRIU—Z2 T | TA or FIERIY AR IU—Z2 T
ITAor TERY R - AUU—Z2T | TA)

#08 #4 or #5 or #6 or #7

TRERIER | 134 #F.

[FRIER]

"8

Ao EEBIE .
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=Rl =[:))
—MRIABEEICB VT, WIS & MRk E AR W 7R E AT
LRI EZFRGT 52 EI2X 0, BRGNS ONL. FURRIR
&, EROHETLEMTH Y, FWBW - RENGESTHRUGECER L EZEZ N
L. BIERTHAREDO T OWHER Y AR ) ==V IHRE/BENTEBY, FIERE
# (ERT) OIS ST b,

(B - TEFVRA]

R AIFITRT BBIERNER IOV TIE, FERYAAZ ) -2 712Xk
FAEDF AR R LW SN, EHIZERT G A2 LI1CLkY, 4
fER QOL 72 & DU FE# RO -8t hd 5. BB Chien 5%, #HAEIR~ 2R
V==K ERT H2S 40 HIZEIERZR S, FEEE I 0IER
e ER Y AREEEIRO M AR N2 S, EHIC ERT % BG L 725U IR EIR >~
NIFEE 6B (14 ~ 32 2 H OBFHFEMM) &, RERHEAR >V ~REE 1Bl BK
BB L OEERAER O B ICZ I S - FLUERR V<R E 10 BllcowT, A&
(3, HABRITE, WRERIERAR L EOTRIIOVTHEKL TWwa. 21Ul &
5L, SEHERIZWHECIE, BT RE R, A LIMPRERIEREE OAFRIZBW
T, Mo 2 BEE B CHEZRWHD O 507z [ L < Chien 5137, #HrklE
RAAZ ) == I L) BSERTZEI S L, L0 RINCERRAEIR % fRO e VA TR
6 H2>5 34 H (Fufii 16 H) IZ ERT % Fh L 72 FLERLR & A9 10 B O RfIR
FEAK, MAMEE FARICIE L T b 28 ~90 A H (FFULl 63 0 H) O GBI
TRISIERIGEAGIEICB W T, A=W E 2428 (left ventricular mass index ;
LVMD), HEAfrs, BARATE, WRERIERAES, EERBEEOT A VA =,
MURTT ARG 72 EA5EE, IEHWALT 2 2 L 2WEL T 5. BEOHND 7 v — 77
X, IAER~YAZZ ) —= 0 712K ) AR 1156 H = 3.4 H T, A1k 11.92
H(&E#6~23 H)ICERT ZBE L7 2 A, Bk 7 V—TOEEEL) 7 L
7T FF—¥(CK), FLERMIKFEEEZ (LDH), ASTfiE, FEA T —)b, Mk
REAE MG, FERERNCN T APEELE R EDEHICHE L2 EHMELTBY, BE
BAEIE L) B NCHGT 2 L, L) FPROWENEONDL I L EZREL TS,
EFERIAR ¥ AP EF IR T 2 FSRERNGEIC & 2 A7 =R O UE L FERAETT D I 2
EORRER R LG E 2. 2, O TA R4 2 TIE, EREER R
FEZ TS A FERTO ERT 3B 2V ERRBWEN TV S L DAH 54,
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Chien 5713, FEFTABE D% < DG T 2 M DIEICH R T MR 2 12380
L, BRI TIE, SEEORERLHESAONS LG L TWwE. 2070, LB
RIR 2 I3 A FIERNAHE ORI FRIIAHTH 5.
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1) Chien YH, Lee NC, Thurberg BL, ef al : Pompe disease in infants : improving the prognosis by new-
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2) Chien YH, Lee NC, Chen CA, et al : Long-term prognosis of patients. with infantile-onset Pompe
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3) Yang CF, Yang CC, Liao HC, et al : Very early treatment for infantile-onset Pompe disease contrib-
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5) Barba-Romero MA, Barrot E, Bautista-Lorite J, et al : Clinical guidelines for late-onset Pompe dis-
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6) The MENA Pompe Working Group : Al Jasmi F, Al Jumah M, Algarni F, et al : Diagnosis and treat-
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1 PubMed(#3% 2016 8 A 31 B) HAR 1966 ~ 2016 &

#01 | "Glycogen Storage Disease Type 11/ therapy” [Mesh]

(Pompe Disease* [TIAB] OR Pompe's Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
[TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II' [TIAB] OR “Glycogen Storage Disease Type 11" [TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TTAB] OR
chemotherap* [TIAB])

#02

#03 | #1 OR #2

#3 AND (“Neonatal Screening” [Mesh] OR neonatal screening* [TIAB] OR newborn screening*

o4 [TIAB])

#05 #3 AND (“Early Medical Intervention” [Mesh] OR early* [TIAB])

#06 | #4 OR#5

IREHER - 172 1.

2 EPEWeb(#®R%R 20168831 8) B 1977 ~ 2016 &

#01 | FERAR IEY/ THand (SH=)8%, EWEA ARNEE BERA BIHRED)

(#EE% 12! / TA or Pompefi / TA or 7R>/7\J% / TA or $EER 28 or 2BUAERFR / TA) and CAEE/

H02 o %/ TA or T/ TA)
#03 #1 or #2
04 #3and TERAIU—ZVT ITHor IERATU—Z2V T I TA or FIERN AR O -2

/TA or FIERI A - RTU—Z7T I TA)

#05 | #3 and (FEAEEEN A / TH or HA / TA or FEAERT / TA)
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BRI E AR THE L TITZ L TV S IZIER I v,

[fBsh - TEFTVR]

R IFIZATS S ERT OEMGFRICET 205812, ZETF Y AL XVOE:
WFZEIIER 1S D e v2s, FURANC BT 2D 3 & — MFZERBIZEEDIT L A
EFTRTOMETIRMDEE CTHEAFTLEEHmV ERFHROITTwb, 2003 4F
@ van den Hout 5" @ HAREOWZETlE, BHEOAIREIA >~ 1%l - F
THETHEEIES ~8% EMESNTWA. FHIZH LT, Klinge 5713 2005
FEOREBIEFEIRTE T, ERT 21T\ 1A CAAF L7z 2 Bl & s L, 2007 4
@ Kishnani 5¥® 7 & — MR TIE, FLIZRIAR > ~% T ERT 247> 72 18 fil§ <
TH DR CTHEAL, 156X 18 B UIBEE THAF L, Cox T CIFETLY
A7 %99 % WY SEEHMELTVDL, RUVNFEELELDITA VT — LR
RIRDSHEITLCLE ) LIEBEAIEDZ L B2 EHHY), Ry RIZBWT
bEMGEHME LT, B~ AR 2 ) —= v 727w, EREO ERT
DWFFEATHIL TS, 2009 4ED Chien SV DF AR A7) —= > 7 THW
L 7-7LIEH 5 Bl Bfse cld, &flT40 A AT L Twd E3HE L
Twh. £72, Chen 5”13, ERTEARIOILIER 26 G102 b 1 B LA D E A7 5
H30.1 % THorzZk, K5 hH T TITHBEMNA LR E ZNDREICEEN
ALZZBIZ T TRIT L7228 2A, W oRED 14 BIaB25 1 I £ THAAF
L7228, 20k, EES5 PRUBETHELZRG L s 2 fICIEE % 78D
22 lds, Btk 5 AL TO ERT Tl BSR4 2o 2 Wi gtk %
BRLTCWA, F72, Ry YRTIE, RESHEREYE (cross-reactive immuno-
logic material ; CRIM) DA #E:(Z & ) {GHRFER ICTT 2PMARDOE LR T SRR D
ZEAHSNTHEY, Kishnani 5% @ 2010 4F O 5 T, CRIM By ik 21 61 &
CRIM &M 11 BITHRIT L7z 25, @326l 9 5 31 61(96.9 %) 55 1 LA £
THAFL, 1R TOILEIE CRIM BED 1 BITH o7z, R JFOEERF T
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AT gR %2 3 %25, CRIM FatERECTIZEBIs 1 bl L THEFL, 16
B < 20 B1(95.2 %) AN LI ZRRMEH CTdh o 72, —F D CRIM &R T 11
Bl 5 BT 1L ET, 2o NTHREE & 7% - 72

TEFER (/NJRT & gl AT AR > 95D ERT & ARy P12 28513, /NER
ERABTHEENTVS S DIFIFE A EHEIEL %\ 75, Gungor 57 D 2013 4F
DIFNIIAR 2 ~FFIZ$ 5 TR — MFZEIC L 5 &, BRTIZAFICHE L CTfakk)
AL %59 BART &5 (N — FH041) EHELTHY, Schoser 5¥D 2 & 7
F1) AT, AR TORERY) A7 %79 % & T 845 (ONF— FIbo0.21) & #t
HELTWD.

Db X912, ERT EHR ¥ ~IFDOAEM T4 % s S & 5 W REMEA S 5 7%, ERT
O FAGFES, IR OEITEE (FFIC N TR OF B LA E D), CRIM OF
e EDBHEIE BT 2L ERON 5.

R EERICAVDIEDEER]
ERT G IC S AR EZ FEO 720, AR EBEREOCEE I X ) LE~ND
B S OB EOBIE S 20 RN H V), FEERETS.

(X #

1) van den Haut HMP, Hop W, van Diggelen OP, et al : The Natural Course of Infantile Pompe’s Dis-
ease - 20 Original Cases Compared With 133 Cases From the Literature. Pediatrics 2003 ; 112 : 332-340.

2) Klinge L, Straub V, Neudorf U, ef al : Enzyme Replacement Therapy in Classical Infantile Pompe
Disease : Results of a Ten-Month Follow-Up Study. Neuropediatrics 2005 ; 36 - 6-11.

3) Kishnani PS, Corzo D, Nicolino M, ef al : Recombinant human acid o-glucosidase Major clinical
benefits in infantile-onset Pompe disease. Neurology 2007 : 68 - 99-109.

4) Chien YH, Lee NC, Thurberg BL, et al : Pompe Disease in Infants : Improving the Prognosis by
Newborn Screening and Early Treatment. Pediatrics 2009 : 124 © 1116-1125.

5) Chen LR, Chen CA, Chiu SN, e7 al : Reversal of Cardiac Dysfunction after Enzyme Replacement in
Patients with Infantile-Onset Pompe Disease. J Pediatr 2009 : 155 : 271-275.

6) Kishnani PS, Goldenberg PC, DeArmey SL, et al - Cross-reactive immunologic material status af-
fects treatment outcomes in Pompe disease infants. Mol Genet Metab 2010 : 99 * 26-33.

7) Gungor D, Kruijshaar ME, Plug 1, et al : Impact of enzyme replacement therapy on survival in adults
with Pompe disease - results from a prospective international observational study. Orphanet J Rare
Dis 2013 ; 8 : 49.

8) Schoser B, Stewart A, Kanters S, et al : Survival and long-term outcomes in late-onset Pompe disease
following alglucosidase alfa treatment  a systematic review and meta-analysis. J Neurol 2016. [Epub ahead
of print]
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(BRFR - BE(CLEZRERN]
1 PubMed (%% 2016 £ 8 B 31 B) HAR) 1966 ~ 2016 &

#01

“Glycogen Storage Disease Type II / therapy” [Mesh]

#02

(Pompe Disease* [TIAB] OR Pompe’s Disease* [TTAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
[TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II"[TIAB] OR “Glycogen Storage Disease Type II"[TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type IT" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03

#1 OR #2

#04

#3 AND (“Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#05

#4 AND ("Mortality” [Mesh] OR “Morbidity” [Mesh] OR mortalit* [TITAB] OR surviv*[TIAB] OR
morbidit* [TIAB] OR lethalit* [TIAB])

IRFRIER 1 99 #F.

2 EPFHEWeb(#&RFR2016F 8831 8) HE 1977 ~ 2016 &F

#01 | #EF% I8/ TH and (SH=IBE, FWEE NRINEDE, BEEL BEIREE)

400 (#EEUR 12 / TA or Pompel& / TA or 1R >/7NJK / TA or $ERR 284 or 28UMERFR / TA) and GAEE /
TA or BHE / TA or 7T A / TA)

#03 | #1or#2

#04 | #3 and (BERIBTTEDL / TH or BESRITOREEEA / TA)

405 #4 and (BET"ZR / TH or TEJRER / TH or SET"R / TA or 27758 / TA or TE/RR / TA or TEEER / TA or
TR / TA or ETFHIAR / TA or ETF 04T / TA or BBEZE / TA or 85 T4 / TA)

RERIER 1 17 fF.

[FRIER]

w8

ANAT 0 TUEIE 1.
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cab

BRMIRAFR Y NROFREEEZENET DD ?

R

OFLIRBIDIFIRERE TN I S EERMTCEOR (ERT) (&, ks T U —HIRDEFTICHBWNT
OB LD RIFEHERZRL TS (0)

@EFILDITIREEE(CXT B ERT (&, SHHEMEEFVC), WikaT U —HBEED
FEATICHEWVT, aBer &k DITIREEEZ RIFICRTF 9 © (1B)

[(Bx - 88

BRI BT 2REN RO EORB 2R L LT, MbE6e [ ) S
1 (forced vital capacity ; FVC) ] Dl %E %> N TR ZF O LB O Rl 2SS T
W R APFIERAERTIE D 5A, ERTVHE SN T2 H 5 R # L
THY, BHOWEEERIZET 28ME0 % SN, —EHICIEEGEEON R 2 E 7
ML INTVDE, INBAYTFY Y A2HET 5.

(#B5h - TEFVR]

FUBRLCBI L CIE, RIZEBK DL %<, AEOIFR— MIROMEDATH
%. 2015 4E® Chien 5", 2016 4F® Yang 5% D#3CIZ X 1112, ventilator free sur-
vival (ZEEGRRE, BEAIERA 52 SILERT 2 J 72 8IS L€, #iEl~ A
A7) == TR EN R ERT % BfG L 72 BED1T ) 25 & 2B 7
BAECTH L. LLads, MEEARD V%, BEHMLRESIN TS/
O, COMBEICEAL TIEE b2 MERLELEZ NS,

BERENZH L TCOY AT T4 v 27 LE2—Tld, BiEhTwseEkiciz—
AR CHEAE AL L 5% (randomized controlled trial ; RCT) & & TN THBY, fE
B D HEHEIZE L TORMNETE > TV D . 2013 4£O Toscano 513 ERT |2
M35 124 3k — MiFFEx #ET L C, FVCIZEERDIEBID 51.6 % T L
13.7 % TAZ, 347 % TEALL 723G LT 5. N LR ER O LZE L2k
DFEBI D 59.1 % TELH L, 364 % TAZ, 45% TEALLZEHMEL TS,
2016 4E @ Schoser 51, TAFEEEIL 2 40 H 212 %FVC 75 1.4 % X3S 5753 414
WZIZBER O R S, WREIE I 12 2 HBI21323 %, 48 HHBIZIZ 62 %
T2 &8s LT 5, & BGHEED FVC ED 71T 12 70 H Tld 4.5%
T, 64ETI6 D IR LZEDZ ETH B, NTIMRERD LB LRI T
WL, WHEHECTRETH- 72, WEHICBVWTOEMICAZ L FVCIHET T
B0, HEHIREEEDIE ) BZ OB T OIEAKE W &R S L.

Z O OREFIC LI, WIRIREEOREICERT IZAERITH L EEZ LN
5.

BERZERRICAVDBRDIEER]
IR FURBNCRS §°, KRR E B2z 518, ERT 13433 A~
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ONLREGHRERELEZON, WHERT 2. LarLl, iholEz s, L) &
WIRIEEIC T 5 7:0121E, SHRIMAPULETHLEEZONL. TEL72T
FINZ ERT ZBlG S 2 2 2%, IEAERICEH L TH I Lvifkzd 632
L, EHIREZATHLLEEZOND.

(xx &

1) Chien YH, Lee NC, Chen CA, et al : Long-term prognosis of patients with infantile-onset Pompe
disease diagnosed by newborn screening and treated since birth. J Pediatr 2015 © 166 - 985-991.

2) Yang CF, Yang CC, Liao HC, et al : Very early treatment for infantile-onset Pompe disease contrib-
utes to better outcomes. J Pedeatrics 2016 . 169 - 174-180.

3) Toscano A, Schoser B. Enzyme replacement therapy in late-onset Pompe Disease — a systematic liter-
ature review. J Neurology 2013 ; 260 : 951-959.

4) Schoser B, Stewart A, Kanters S, ef al : Survival and long-term outcomes in late-onset Pompe disease
following alglucosidase alfa treatment - a systematic review and meta-analysis. J Neurol 2016 : Jul 2.
[Epub ahead of print] Review

BRFH - SE(CUREITREN]
1 PubMed (%% 2016 £ 8 B 31 B) HAR) 1966 ~ 2016 &

#01 | "Glycogen Storage Disease Type II / therapy” [Mesh]

(Pompe Disease* [TIAB] OR Pompe’s Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
#02 [TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II" [TIAB] OR “Glycogen Storage Disease Type II' [TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II"[TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03 | #1 OR #2

#04 | #3 AND ("Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#4 AND (“Respiration, Artificial” [Mesh] OR artificial respiration* [TTAB] OR mechanical ventilation*

#05 [TIAB])

#4 AND ("Positive-Pressure Respiration” [Mesh] OR invasive positive pressure ventilation* [TIAB] OR

#06
NPPV*[TIAB] OR IPPV*[TIAB])

#07 | #4 AND ("Dyspnea” [Mesh] OR dyspnea* [TIAB] OR respiratory distress* [TIAB])

#08 | #4 AND (“Respiratory Function Tests” [Mesh] OR respiratory function* [TIAB])

#4 AND (oxygen concentration* [TTAB] OR carbon dioxide concentration* [TTAB] OR oxygen level*

#09
[TIAB] OR carbon dioxide level* [TIAB])

10 #4 AND (“Respiratory Tract Infections” [Mesh] OR respiratory tract infection* [TIAB] OR respiratory
infection* [TIAB] OR pneumonia® [TIAB])

#11 #4 AND (“Oximetry” [Mesh] OR pulse oximeter* [TTAB] OR oximet* [TIAB])

#12 | #4 AND (home oxygen therap* [TIAB] OR (HOT [TIAB] AND “Oxygen Inhalation Therapy” [Mesh]))

#13 | #5 OR #6 OR #7 OR #8 OR #10

IRERIER © 65 fF.
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2 EPFEWeb(#&RFR2016F 8831 8) HRE 1977 ~ 2016 F

#01

R 12/ THand (SH=J6, EYEE SRNEEL BEEE REREL

#02

(¥EEHR 112 / TA or Pompef& / TA or TR /75" / TA or #EEHR 284 or 2BUREFSR / TA) and AR/
TA or % / TA or ST A/ TA)

#03

#1 or #2

#04

#3 and (BESRMTCEDE / TH or BESRMTEREDE / TA)

#05

#4 and (AR / TH or A TIEORES / TH or A TIEDR / TA)

#06

#4 and (BZEMFIR / TH or FZEMER / TA or FZHEHES / TA or BEE AN TIEWR / TA or FEEATIES /
TA or SUB[ZE / TA or IEUFZE / TA or NPPV / TA or IPPV / TA)

#07

#4 and ((PIREEIEE / TH or FEIRERZE / TA or FEIRESIE / TA or B/ TA or BEEIFEIR / TA or BEH U
& /TA)

#08

#4 and (BEZREIFIEAITE / TH or BEZRATFNE / TA or JULAAF T X ~NU—/ TA or IR / TA
or BBZREE / TA or BERAITE / TA or ZEE{LIRZREIME / TA or ZBE(ELIRREE / TA or M
{BERER / TA or ZER(ERERAIE / TA or TF 2L —Y 3V EZH—/ TA or COEE / TA or CO, 8|
7E / TA or [IFA CO, / TA)

#09

#4 and (FPIRHERERRES / TH or FEORA%EE / TA or BHEEE / TA or BHRRHEEE / TA)

#10

#4 and (KUBEERE / TH or SERE / TA or FHisX / TA or FEIRERRNZ / TA or LE0HENR / TA)

#11

#4 and (TEEMIREE / TH or FEEMFREVE / TA or RENBEFREUE / TA or REEREFREE / TA or
“home oxygen therapy’/ TA or HOT / TA)

#12

#4 and (FEOK / TH or FEIK / TA)

#13

#5 or #6 or #7 or #8 or #9 or #10 or #12

IRERIER © 31 #F.

[(FRIER]

"9

A0 EEIE 1.
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CQ6

BRAITRAEDREZAET DD ?

HER

OARR(CHBWNT, BERMTTEL (ERD) (FESFREE TS NET DOlAeHN 2 (1B)
@EFRBCHBWNT, ERT (& 6 DETHITTOSHTIERZiET D (1A)
@EFRA(CHBUWT, ERT [FEBIEEHZNET D (1B)

Hx - B8]

TIVINAY T —ET N7 7 Rz 7)) a—=r ko4 v — AR I X
% ERT 3R ¥ ~JFICHEIE D B ME— DIRIFEETH 5. EEPERRICIZ—EDOHE)
DR ENT VB, MRFEBUTEGE, FHMHE, BXOWREEICESH 5.

(7S - TESTVR]

RYANJFICKT 5 ERT OF MG F TR RSN, WEALA—T 2T
NV O B A 1) HOViRER (AGLU 1602) T 18 BH 13 BIAAAT, §8:R 0 7 &
R LY. BAITIREIC 2 o 72 13BID D B 76140 %) H3E BB PRk 12 A AT 0]
Be7s o 722, SEETOBIFRETIE, 1 UL EOERF 10 Hh 4 BI2SBTTRETH -
72V EEDEOIZL D EIIOWTIE, HAOEN L ERIGERIEY Y
(cross-reactive immunologic material : CRIM) & OB 8 ST W 5. G
BB OWET T, RO A=V 7)) a—7r v BEREOMIE LT
W ZlkE, BIREROUENL CHBEL, 7)) a—7 r OFEMIPEE REREO
139 DB GHEAE VW E LTWwaY, F72, CRIM BMEERE TIE, Fhsks v
ICHLMBR TV N ALY T —ET IV T 7 6T AHEEESER SN, G
FUSHEAEIZ FA55% . CRIM BHEFHOBBRIUSIEE 570, s
70N a—UAHRIBE N T VB,

EREOBREOERBING, BIGERZICIEIG L 13822 ->TL S, 6 AR
WCHEBEERHB SN, SHUETAEFEL TS 11O TIX, 282 CRIM
balk, 7 ADMARTTRE, 10 ADS TR %2, 4 A iz L Tz, Th
S ORMNGHEGI T, SR ERMETE, BRIV L, R
Bl B bmhnhiz e n”.

BT, EEEREOWEIIOWTY AT T4 v 7 LE2—YT 6k
TR OLEATREN TV, 171 % (BEMEIE3 ~75 2 A), 1220 ABOM
BT, "=RATFA AIHBL 43 m, {HEEZUT 2h o706 L 59 m OuE
DAL WA EIL 20 2 ABRICHN, ZO%RIEHEMEIHRELZ EhLY,
LIRS OEFHSLE L\, BRI 2 M— 0B AL 7T & Rxt g
7 5% (Late-Onset Treatment Study : LOTS #5#) T 6 - MAAT TId A E 2L %
R L72Y. LOTS SEROk#IZ2TIE, ERT DXL 104 F CHE S0,

6 7 M AAT AL O BB RE 12D W T EFIlE S 4 T, R —F TR,
LOTS R CIREBMH NI OEELRLELRBIE SN ar o727, FELZTY M
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AT TE, RTEMH AT AN, BHFHC X B8 ME™", GSGC (Gait,
Stairs, Gower, Chair)'’, modified Gowers’ test' 7 & TARI 2 DA BAEHIR &
NTV b —7, FA—OFETHEIRENGh o 2WF RS HEELTB Y, &
BB OIRERBIEIM S 2 ERET 2D H 5.

FLIREL L B2 0 BT TP E RIS 2 L RT3 Rettidd e <,
PO RERE I 1A 2 AR SN T B,

R ERKICAVDIBEOERS]

DL WIFOEINE SEEERE IS T AR RS L, BREIZWAIEEICE
BChDH. —7, EEEEEIT T B EFRDREILT L OS2I % 5 2 Wil REE
BHY, TehBHEORMPEERE, ERZ LA &% L -FHEH %
H 2 0ED 5. BRMAHREILEEREED A% & T HEMTH, OIREREE
FY D20 RTA K54 UTI-CQ 3~ 5]5M), EEKiEOUEL LW &%
b o THBEDO T % D 5 _RE TlE %W,

(32 &

1) Kishnani PS, Corzo D, Nicolino M, et al - Recombinant human acid [alpha]-glucosidase : major
clinical benefits in infantile-onset Pompe disease. Neurology 2007 ; 68 : 99-109. [Erratum in :
Neurology 2008 ; 71 : 1748.]

2) Kishnani PS, Corzo D, Leslie ND, et al : Early treatment with alglucosidase alpha prolongs long-
term survival of infants with Pompe disease. Pediatr Res 2009 : 66 - 329-335.

3) Chakrapani A, Vellodi A, Robinson P, ef al  Treatment of infantile Pompe disease with alglucosi-
dase alpha - the UK experience. J Inherit Metab Dis 2010 ; 33 : 747-750.

4) Thurberg BL, Lynch Maloney C, Vaccaro C, et al : Characterization of pre- and post-treatment pa-
thology after enzyme replacement therapy for Pompe disease. Lab Invest 2006 : 86 - 1208-1220.

5) Kishnani PS, Goldenberg PC, DeArmey SL, ef al - Cross-reactive immunologic material status af-
fects treatment outcomes in Pompe disease infants. Mol Genet Metab 2010 : 99 : 26-33.

6) Berrier KL, Kazi ZB, Prater SN, ef al : CRIM-negative infantile Pompe disease - characterization
of immune responses in patients treated with ERT monotherapy. Genet Med 2015 : 17 © 912-918.

7) Prater SN, Banugaria SG, DeArmey SM, et al : The emerging phenotype of long-term survivors
with infantile Pompe disease. Gener Med 2012 : 14 : 800-810.

8) Schoser B, Stewart A, Kanters S, et al : Survival and long-term outcomes in late-onset Pompe dis-
ease following alglucosidase alfa treatment : a systematic review and meta-analysis. J Neurol 2016
Jul 2. [Epub ahead of print]

9) van der Ploeg AT, Clemens PR, Corzo D, et al © A randomized study of alglucosidase alfa in
late-onset Pompe’s disease. N Engl J Med 2010 : 362 : 1396-406.

10) van der Ploeg AT, Barohn R, Carlson L, et al : Open-label extension study following the Late-Onset
Treatment Study (LOTS) of alglucosidase alfa. Mol Genet Metab 2012 ; 107 : 456-461.

11) de Vries JM, van der Beek NA, Hop WC, et al : Effect of enzyme therapy and prognostic factors in
69 adults with Pompe disease - an open-label single-center study. Orphanet J Rare Dis 2012 ;7 - 73.

12) Wyatt K, Henley W, Anderson L, et al - The effectiveness and cost-effectiveness of enzyme and
substrate replacement therapies - a longitudinal cohort study of people with lysosomal storage dis-
orders. Health Technol Assess 2012 © 16 - 1-543.

13) Angelini C, Semplicini C, Ravaglia S, et al : Observational clinical study in juvenile-adult glycog-
enosis type 2 patients undergoing enzyme replacement therapy for up to 4 years. J Neurol 2012
259 © 952-958.

14) Strothotte S, Strigl-Pill N, Grunert B, et al : Enzyme replacement therapy with alglucosidase alfa in
44 patients with late-onset glycogen storage disease type 2 - 12-month results of an observational
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clinical trial. J Neurol 2010 : 257 © 91-97.

15) Regnery C, Kornblum C, Hanisch F, ef al - 36 months observational clinical study of 38 adult
Pompe disease patients under alglucosidase alfa enzyme replacement therapy. J Inherit Metab Dis
2012 7 35 : 837-845.

16) Angelini C, Semplicini C, Ravaglia S, et al : New motor outcome function measures in evaluation
of late-onset Pompe disease before and after enzyme replacement therapy. Muscle Nerve 2012
45 © 831-834.

17) Masat E, Laforét P, De Antonio M, ef al : Long-term exposure to Myozyme results in a decrease of
anti-drug antibodies in late-onset Pompe disease patients. Sci Rep 2016 : 6  36182.

(BREFX - SECLERIREN]
1 PubMed (% 2016 F9 82 8) HiR 1966 ~ 2016 &

#01 | "Glycogen Storage Disease Type I / therapy” [Mesh]

(Pompe Disease* [TIAB] OR Pompe’s Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
#02 | [TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II' [TIAB] OR “Glycogen Storage Disease Type II' [TIAB] OR “Glycogen Storage Discase
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03 #1 OR #2

#04 | #3 AND (“Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#4 AND (*Muscle Strength’ [Mesh] OR “Muscle Strength Dynamometer” [Mesh] OR muscle strength*
#05 | [TIAB] OR hand held grip dynamometr* [TIAB] OR hand held dynamometr* [TIAB] OR HHD [TIAB]
OR manual muscle test* [TIAB] OR MMT [TIAB] OR quantitative muscle test* [TIAB] OR QMT [TIAB])

#4 AND (“Exercise Test” [Mesh] OR exercise test* [TIAB] OR “Motor Activity” [Mesh] OR motor
activit* [TIAB] OR motor function* [TIAB] OR six minute walk* [TIAB] OR 6 minute walk* [TIAB]
OR six minute step* [TIAB] OR 6 minute step* [TIAB] OR QMFT[TIAB] OR leg function* [TIAB]
OR MFM [TIAB] OR exercise tolerance function* [TIAB])

#06

#07 #4 AND (“Motor Skills” [Mesh] OR motor skill* [TTAB] OR motor development* [TIAB])

#4 AND (Medical Research Council* [TIAB] OR MRC* [TIAB]) AND (scale* [TIAB] OR score*

#08
[TIAB] OR criteria* [TIAB])

#09 | #4 AND (Gardner Medwin scale* [TIAB] OR Gardner Medwin score* [TTAB] OR WGMS [TIAB])

#4 AND (Brooke scale* [TIAB] OR Vignos scale* [TIAB] OR Brooke score* [TIAB] OR “Vignos
#10 | score” [TIAB] OR “Brooke test’ [TIAB] OR “Vignos test’ [TIAB] OR Brooke grade* [TIAB] OR
“Vignos grade” [TTIAB])

#11 | #5 OR #6 OR #7 OR #3 OR #9
IRERIGR © 65 .

2 EPFEWeb(RFE2016F9828) #1977 ~ 2016 F

#01 | $EIRAS EY/ TH and (SH=J6%, EMEOE ARBRE REBEE BIHREE)

(FE[HR 12 / TA or Pompel& / TA or 1R >//NJF / TA or $EER 284 or 28UMERFR / TA) and GAREE/
TA or A / TA or T\ / TA)

#02

#03 | #1or#2
#04 | #3 and (BESRHTTRDA / TH or BBSRIBTOREOE / TA)

#4 and (871 / TH or §h7J5F/ TH or B3/ TA or 877/ TA or EFHIT A N/ TH or FHHIT A
#05 b/ TA or EFHHIIIERE / TA or J\> RNV RE A F-EX—%—/ TA or "Hand Held Dynamometer”
/' TA)
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#06

#4 and (EBNETTHER / TH or EBENEETEAER / TA or BEMERE / TA or T)VIX—5 —E T ER /
TAor ATV ITAN/TAor ML w RZJUFT AN/ TA or 6MWT / TA or 605177 A N/ TA or
6 RATIRER / TA or 6 EISTETGLER / TA or TV IX—F &7 /TA or L v RILESE
BT AN/ TA or EBE)5HER / TA or EENTI4EIER / TA or EBENMHIEZES / TA or EBHNET / TA or It /]
TAN/TA or BEEET)VIXA MU / TA or BEREEENEEFER / TA or LTIV IANIT X b
/TA or —BREB{EZESTET A N/ TA or BENDERIE / TA or BENEE / TH or EENE4E / TA)

#07

#4 and GEEDIZEE / TH or BENFIEE / TA or EENFE / TA)

#08

#4 and (“Medical Research Council” / TA or MRC / TA) and (scale / TA or score / TA or 27—/ / TA
or A7/ TA or REE / TA)

#09

#4 and (Vignos / TA or Walton / TA or Gardner / TA or Medwin / TA or Brooke / TA) and (534E / TA or
FHER/TA or T AN/ TA or 27 —)U/TA or RI7 / TA or RE / TA)

#10

#4 and (55 / TH or 55 / TA)

#11

#5 or #6 or #7 or #10

IRERIGER 1 24 1.

[(FRIER]

"9

Ao EEIEO.
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ca7

BRMTRERR Y NKROOFEZLEIT DD ?

HER

RUYNRICH T DERMITEOL (ERT) (&, DEERZSZEL, DEEDBERICERTHD

5(10C)

HR - B8

FURBIR » ~951%, AREM S OIEREME) 2 &%\, ERT AS#IGIC 7% o
TIEVEH DD, —EIRTH 5O 2EBENRICEH L T ET Y ADE
v*%ﬁi FHEAAEL V. Lo L, GEFHED 53 SN w2 RO BIENT e O
LB L, ERTIZLHECAEHTHL EENTRD

(75 - TEFTVRA]

R AGREIE, FIER & BAEROFMEIC L ) AR & BRI SHEIND,
FLBEIDIZ E A EFT T, FBRERO—EORERNOIIEZ 72D 4. FLERLR
Y AIFDOFHIEIZHTE R RIS ET 52 b D b hiu, HrARIIDEICSEES
5b0bdH%. Klinge 5D 2005 4E DT, FLIEH 2 HIIZ ERT % 10 7 H 47>
728 25, A E 2% (left ventricular mass index ; LVMI) O S F#EE 1) % 52
72 FBEO AL, Kishnani® (2007 45, SKE, B, &8, 4 A7 T),
Levine” (2008 4%, K[, KN, 441, Hamdan (2008 £, UAE), But(2009 4F, i),
Del Rizzo” (2010 4E, £ %) 7) 26 b HME SN T 2. 2009 4E O Chen” 5 DFL
WAL 40 Bl OIS FE DR L AU, GG T [ ZE BRI 3R (left ventricular
ejection fraction ; LVEF) < 40 %] % i8> 72 b D3 EHZ S AU TH Y, A4S
MR%EA Y A7 & LT, ERT OB CTHE L, A5 2 H DI CHER
WBL72 560, At s AR CTHERKR L 46, FER~AZ ) —=0 7%
Wi s BIOFE 14 BICHEBRIEERFT L& 25, &FIClttT b 7 2FRRT
F K (BNP) DX T & HIICFE0, FE1 2 B % B < 60T LVMI O3 (178.05 g/m’
— 72.1 g/m’) ZFBH7-. LA L, ERT BHRIZEHE 146109 5 6 61(43 %) TA
BIRE D72, 20D b 3 FHIRICMAREIRZ 38072, 7, Banugaria 5° 1%
2011 4R 42, FLIUR Y 34 5112k L 28 7 SIS P 92 9% W) ' (cross-reactive immunologic
material ; CRIM) DA & FLARM O THHE L, KPUAMTG A2 CRIM Ba1E#E <,
EFICEWE ZAHAETTHEREICLVMI 2MET L7z, BHEAETH OHEL 2T 560208
WL ENTHY, Ishigaki 571%, ERTICL WV EHEZF LR LNV TLHEDR
[ERtEL-EHmELTD

Sk E LT, ERT 7S, HRICFLEEIR O ~NIFOLHIEZWHE ST D &) i

LT 5.

ERT 7]\, *//\F, f% 2% L BRIAR Y NIROLHIEZE S DL EZEZTL WD,
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4)
5)

6)

7)

Klinge L, Straub V, Neudorf U, er al - Enzyme Replacement Therapy in Classical Infantile Pompe
Disease : Results of a Ten-month Follow-Up Study. Neuropediatrics 2005 : 36 - 6-11.

Kishnani PS, Corzo D, Nicolino M, et al - Recombinant human acid o-glucosidase. Major clinical
benefits in infantile-onset Pompe disease. Neurology 2007 : 68 - 99-109.

Levine JC, Kishnani PS, Chen YT, et al - Cardiac Remodeling After Enzyme Replacement Therapy
with Acid o-Glucosidase for Infants with Pompe Disease. Pediatr Cardiol 2008 ; 29 : 1033-1042.
Del Rizzo M, Fanin M, Cerutti A, et al - Long-term follow-up results in enzyme replacement therapy
for Pompe disease : a case report. J Inherit Metab Dis 2010 ; 33 (suppl 3) : S389-S393.

Chen LR, Chen CA, Chiu SN, et al - Reversal of Cardiac Dysfunction after Enzyme Replacement in
Patients with Infantile-Onset Pompe Disease. J Pediatr 2009 ; 155 : 271-275.

Banugaria SG, Prater SN, Ng YK, ef al - The impact of antibodies on clinical outcomes in diseases
treated with therapeutic protein - Lessons learned from infantile Pompe disease. Genet Med 2011
13 : 729-736.

Ishigaki K, Murakami T, Nakanishi T, ef al - Close monitoring of initial enzyme replacement therapy
in a patient with childhood-onset Pompe disease. Brain Dev 2012 ; 34 : 98-102.

[RFRRX - BEICLEZRER]

1

PubMed (2% 2016 €9 A 2 8) HAK 1966 ~ 2016 &

#01 | "Glycogen Storage Disease Type IT / therapy” [Mesh]

(Pompe Disease* [TIAB] OR Pompe's Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
#02 [TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease 11" [TIAB] OR “Glycogen Storage Disease Type II"[TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TTAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03 #1 OR #2

#04 | #3 AND ("Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

405 #4 AND ("Cardiomyopathies” [Mesh] OR cardiomyopath* [TTAB] OR myocardial disease* [TTAB] OR

myocardiopath* [TIAB] )

06 #4 AND (“Cardiomegaly” [Mesh] OR cardiomegaly* [TIAB] OR heart enlargement* [TIAB] OR
enlarged heart* [TIAB] OR cardiac hypertroph* [TIAB] OR heart hypertroph* [TIAB])

407 #4 AND (“Electrocardiography” [Mesh] OR electrocardiograph* [TIAB] OR electrocardiogram* [TIAB]

OR ECG [TIAB] OR EKG [TIAB])

#08 | #4 AND (“Echocardiography” [Mesh] OR echocardiograph* [TIAB])

#09 | #4 AND (“Natriuretic Peptide, Brain” [Mesh] OR brain natriuretic peptide* [TIAB] OR BNP[TIAB])

#10 | #4 AND (“Creatine Kinase” [Mesh] OR creatine kinase* [TIAB] OR creatinine kinase* [TIAB])

#11 | #4 AND (“Radiography, Thoracic’ [Mesh] OR thoracic radiograph* [TIAB] OR chest X-ray* [TIAB])

#12 | #5 OR #6 OR #7 OR #8 OR #9 OR #10 OR #11

RERER 115 ¢4
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2 EPEWeb(RZR2016F9828) HRE 1977 ~ 2016 F

#01 | #EFEW A/ THand (SH =8, EWEE SNENELE BEEE BERES

400 (HEE 11 2 / TA or Pompe J55 / TA or 7R >/7XJ% / TA or #E[RUR 2 BY or 2 BUAERNK / TA) and GAE
/TA or &% / TA or /T A\ / TA)

#03 | #1 or#2

#04 | #3 and (BESRMHTTEDA / TH or BESRIBTSREE / TA)

405 #4 and (DVERYRER / TH or IDERERER / TA or IDERAE / TA or /IDEFIESE / TA or [DERTHRZFES / TA or 10
S / TA or IDAAREE / TA or [DARRZ / TA)

406 #4 and ODVAK / TH or [OIAK / TA or [DEAEA / TA or iIDBEA / TA or 500 / TA or IDZEAEK / TA
or DA / TA or KUDVE / TA or RDWEE / TA or BEAID / TA)

#07 | #4 and ODVEEX / TH or /DVEEX] / TA or {DVEEET / TA or ECG / TA or EKG / TA)
#4 and (DT J—[/ TH or VT J— / TA or [DMERBER / TA or /DI T J— / TA or BBERL / TA

#08 Z
or TO—ID\/TA)
#4 and (“Brain Natriuretic Peptide” / TH or “Brain Natriuretic Peptide” / TA or B4 7~ U D LAH]ERAR

409 TF R/TA or BEIF NUDLFIRNRTF R/ TA or BT MU D AFRRTF R/ TA or Bt
NUDLFIRR TS A R/ TA or BAIEFIERRTF R/ TA or IXAT ~U D AFIERXTF R/ TA or
BNP /TA)

10 #4 and ("Creatine Kinase” / TH or “Creatine Kinase” / TA or 77 L7 F>/FF—1 / TA or [J& CK {E
/TA)

| and (BREB X #RE2HT / TH or BIEB X #% / TA or B LR / TA or MBS v & X#R / TA or BZBL >/
N> 1 TA or BIEBL/R / TA)

#12 #5 or #6 or #7 or #8 or #9 or #10 or #11

TRERHIER 1 30 .

[FRIER]

n] 10

A0 EEIEo.
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ca 8-1 BREFTREAGRINROBREHECHIRNMEFESZNET

d3H 7

HEE

EERITCEOR (ERT) R 2 NIROMIMERZ (CHENELET 2V RIFTEN(EL D)

[BEx - B8]

BIERIAR O ~REE TIE, BHEE BRI BIAR AU RS B I 2 Je R 7
HFEINTV LY, MMEFREFIMAZEGHEE LTEALNTEL. LeLEed b,
INOOEMHEREE 2RiE 2 7285 RN R <, ERT 2179 2 &I12X )
A5 P55 D SEA TN & 72 [ IUEER R SN O 2R § 5.

(f25% - TEFTVR]

ERRAR R EE BT 2MNERE IR 2EMEL L TEZONTET
A5, Tk — MFFEOHRE TIEREIRFZ & IS FHZ DA ET 2012 4% T2 33
Bl S TwaY, %@W%i ot Bl R <2 PR SEL B R 0D S LB AE R2 rf AN
BIIRED IR, BTORMMENIR O — @M IIEIER X TH B, V) a—7 v ol

EEHNOEEOMEEIIR, PSHENIR < T RIRBIIR 72 & O BN BRI < 528 22 1

EILRE, BIRENHEOEREEZ 5h MY,

3B DIEFERIAR ¥ ARG L BIRESR & LT, KSR ERBIIRE,

JEBIARIETRE, PSHENIR A 2 % 5 WSHBIIRIEERIAE % 5 S LT 275, @mm
BRED 2 BII VTN G EFE L ERT 227 THY), 95 b 1OV TIRIMERZE
DHET L TR W EDHER SN, $72, 6 BIOEFEEE L ~IHD S 5 4 4]

V2B I B IR <2 SHBH IR |2 B R sk & R0 7208, TS DEE TILERT % 1 4F
WiAT L 72 & TIMEFRICEILERD 2 h o727, THE O/ HIZ ERT O TO
A CH ) T AZZ LK, MERZEIHT S ERT ORRICOVWTIED %
CEDWEIZZSETVARVDHOO, ARHICOWTIEIAHTSH 5.

HRZERRICAVDEDERR]

R 2~ TIIBNIRRE R 1M D SR HLIRIE 2 R L 5 Wl A D 5 & 1R
L, WMERZEZ EHRIZ7 + 00— LT BEDRH L. EITT BIEFIZONT
&, AT Y bRV ENFRLEE SR L, HIMRAEZELR DG IHED
THHIZED 5.
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1) Schiiller A, Wenninger S, Strigl-Pill N, ef al - Toward deconstructing the phenotype of late-onset
Pompe disease. Am J Med Genet 2012 ; 160C - 80-88.

2) Lafore P, Petiot P, Nicolino M : Dilative arteriopathy and basilar artery dolichoectasia complicating
late-onset Pompe disease. Nurology 2008 : 70 - 2063-2066.

3) Rocco MD, Buzzi, D, Taro M, et al : Glycogen storage disease type II : clinical overview. Acta
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Myologica 2007 : 26 @ 42-44.

4) Hobson-Webb LD, Proia AD, Thurberg BL, ef al : Autopsy findings in late-onset Pompe disease : A
case report and systematic review of the literature. Mol Genet and Metabolism 2012 : 106 - 462-
469.

5) Sacconi S, Bocquet JD, Chanalet S, et al : Abnormalities of cerebral arteries are frequent in patients
with late-onset Pompe disease. J Neurol 2010 : 257 © 1730-1733.

RFX - SE(CLERIREN]
1 PubMed(#%3% 2016 £9 817 B) HAR) 1966 ~ 2016 &

#01 | "Glycogen Storage Disease Type 11 / therapy” [Mesh]

(Pompe Disease* [TIAB] OR Pompe’s Disease* [TTAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
#02 [TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II" [TIAB] OR “Glycogen Storage Disease Type II" [TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II' [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03 | #1 OR #2

#04 | #3 AND ("Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#4 AND (“Cerebrovascular Disorders” [Mesh] OR cerebrovascular disorder* [TIAB] OR intracranial
arterial abnormalit* [TIAB] OR intracranial vascular disease* [TIAB] OR intracranial vascular disorder*
[TIAB] OR cerebrovascular disease* [TIAB] OR brain vascular disorder* [TIAB] OR cerebrovascular
occlusion®* [TTAB] OR cerebrovascular insufficienc* [TTAB] OR cerebral arterial disease* [TITAB] OR
#05 | cerebral angiopath* [TIAB] OR intracranial arterial disease* [TIAB] OR intracranial arterial disorder*
[TIAB] OR aneurysm*[TIAB] OR brain infarction* [TIAB] OR lacunar encephalopath* [TIAB] OR
lacunar stroke* [TTAB] OR lacunar syndrome* [TIAB] OR lacunar infarct* [TIAB] OR basilar artery
fenestration* [TIAB] OR dilative arteriopath* [TIAB] OR vertebrobasilar insufficienc* [TIAB] OR
dolichoectasia* [TIAB] OR VBD [TIAB])

#06 | #4 AND (“Hydrocephalus”[Mesh] OR hydrocephal* [TIAB] OR cerebral ventriculomegal* [TIAB])

#4 AND (“Cerebrovascular Circulation” [Mesh] OR cerebrovascular circulation* [TTAB] OR

#07 ..
cerebrovascular reactivit* [TIAB] OR cerebral blood flow* [TIAB])

#4 AND (“Magnetic Resonance Imaging” [Mesh] OR “Cerebral Angiography” [Mesh] OR Magnetic
#08 Resonance Imaging* [TIAB] OR cerebral CT*[TIAB] OR cerebral MRI* [TIAB] OR CT angiograph*
[TIAB] OR CTA [TIAB] OR MR angiograph* [TIAB] OR MRA [TIAB] OR IQ[TIAB])

#4 AND (“Intellectual Disability” [Mesh] OR intellectual disabilit* [TIAB] OR mental retardation*
[TIAB] OR “Developmental Disabilities”[Mesh] OR developmental disabilit* [TTAB] OR
developmental delay* [TIAB] OR development deviation* [TIAB] OR development disorder* [TIAB])

#09 | #5 OR #8
TRERHGR © 40 .

2 EPEWeb(#RZR 20165 98168) HE 1977 ~ 2016 &

#01 | $EFURIIZY/THand (SH =8%, EWEUER ABNEE BERE BEHREES)

(#EJE% 11 2L / TA or Pompe J& / TA or 7R >//Xf& / TA or FERHR 2 B or 2 BUYERSR / TA) and CAE
/ TA or & / TA or /TN / TA)

#02

#03 #1 or #2
#04 | #3 and (BESRIHTTEDA / TH or BESRFFEE / TA)

#4 and (ANINEREE / TH or BXIMERED / TA or FRANENIRIEEK / TA or PRANBIAREIZRAE / TA or
#05 | BENIMBERAZEMLERE / TA or BXIMERE / TA or INIMERZ / TA or IUTEERFES / TA or IXTEER
A2/ TA or BB IORTRES / TA)

#4 and (ZKEBFE / TH or KT8 / TA or BMZEFLK / TA or NSEBIARILA / TA or PNSEBIIRALA / TA or A
EEDARILK / TA)

#06
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SYZANIIRF 3~ (CQ)

#07

#4 and (AYHEZE / TA or FREMAMEZEE / TA or KE MEZE / TA or INIMEIEZE / TA or KKEREZE / TA or
EIRIIBZE / TA or ERTEIFE / TA or ST 1B/ TH or TV F1EZE / TA or 5 FZH/ TA or
SO RUIEZE 1 TA or 50 FBAZER / TA or [REIHAEZE / TA or FAEIEAEZE / TA or N\ZEEIMREER /
TA or /\EBPEIEZE / TA or /I\EMZET / TA or BREMAEZE / TA or EDAREE / TA or MM / TA or B
HAIMM / TA or BEZPAHI / TA or IR NIMAE / TA or FEAR FHIM / TA)

#08

#4 and (828 CT / TH or 5820 CT / TA or ¥ CT / TA or MRI / TH or 5828 MRI / TA or 5825 MRA /
TA or BYIMENEF / TH or AMIMEDHEF / TA OR IQ/ TA)

#09

#4 and ("BfT ODIEF)"/ TH or iB1T / TA or AIMIFEE / TH or #5HIER / AL or TEIAEIR / TH or 17
B)EE / AL or FEES / TH or FZEREE / TA or FZEHLT / TA)

#10

#6 or #8 or #9

TRERHER 1 39 1.

[(FRIER]

"9

ANAT 0 FUEIE 1.
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ca 8-2 BRETREBRINROWRSHECHIBEREERNET D

"2

HEE

EERTCEOL (ERT) (IR NROBEBERRE ZE UFEL). BEEDENISciET S8
REI%NY8 B (2C)

Hx - B8]

ERT (2 & D FLIRBD R v ~IFO L PERAUEE L, BIEFFAPH TSI
ONT, HHLOENRHEWREZ A T HEMVPERICHESINLE L) Ik
72" ERT BRI 1 EMPIZIETE L T EBIASIZ LA ETH Y
IS DOFRMRERITEIIESL L TSN T I ah o7z E X HNA. ERT
AT 2 LAWK D FLRAELR RO EIREDWLE T L E) hERETT 5.

(s - TEFTVR]

ERT % 52 \F 7278 ¥ AR O F B 252 B 9 % M4 75 AL o 585U B (randomized
controlled trial ; RCT) (FFF1E L 72\, {GEDHIZ THE L 72 H 2 DA TH
%. ERT BHHT CEFH A# 6 2 A) TO MRI TR & % o 72 5 BT CTHEF
ALDIRIE % G20 7275, ERT #2OFHliTld 5 Bl 4 I CRiELIE B 1223 L 7.
—7J7, BRT IZ & ) EIRO Y% D 7 b o 72 1 BITIABEILIZREIR TH - 727,
F 72, RFE RS E Y E (cross-reactive immunologic material ; CRIM) F&14: o 7L
IR > [0 1 Bl TIE, Zik, 20 200, 30 2 H & MRI Tl RO
EWZIZH#EITL T Y, BELORIES RO, FREZREH, SHZEDEN,
WE, ATEIREE O Mo Tz, ERTIZEBE, LHNIED L Twicdbon, |
BRI L CIEAR L EBo b e b o727

B LOEIENX, FLIEELR D R TIRAERREM2 6RO TB Y, AR
FIEL TV AR S 5. ERT IZE IR PARARE 10 L ClEERI R Z 5 2
LW ED)PIAHTIED 528, SEILOTEEIZH L THE—EDRRIEH 5 L E 2
LN,

HRZERICAVDEDEER]

ERT (2 & ) FLRBLAR &~ DA T2, QOL 'Lk S % 27T, FEAE <
FEEDEN T SRR O MBI EE LI TH S, ERT DR RITRE R
THAHWREMNH ), BN %GR 21T, LETHIUDEST, iz
ERATH.

(X #K
1) Ebbink BJ, Aarsen FK, van Gelder CM, et al : Cognitive outcome of patients with classic infantile
Pompe disease receiving enzyme therapy. Neurology 2012 ; 78 © 1512-1518.
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2) Chien YH, Lee NC, Peng SF, 7 al : Brain Development in Infantile-Onset Pompe Disease Treated by
Enzyme Replacement Therapy. Pediatric Research 2006 : 60 : 349-352.

3) Rohrbach M, Klein A, Kohli-Wiesner A, ef al : CRIM-negative infantile Pompe disease : 42-month
treatment outcome. J Inherit Metab Dis 2010 : 33 : 751-757.

[(BFRR - SZICUREZTRER
1 PubMed (8% 2016 £9 8 16 8) HARS 1966 ~ 2016 &F

#01

“Glycogen Storage Disease Type Il/therapy” [Mesh]

#02

(Pompe Disease* [TIAB] OR Pompe’s Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
[TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II" [TIAB] OR “Glycogen Storage Disease Type II'[TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II' [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03

#1 OR #2

#04

#3 AND (“Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#05

#4 AND (“Magnetic Resonance Spectroscopy” [Mesh] OR magnetic resonance spectroscop® [TIAB]
OR MRS [TIAB])

#06

#4 AND ("White Matter’ [Mesh] OR white matter* [TIAB] OR “Myelin Sheath” [Mesh] OR Myelin
Sheath* [TIAB] OR “Myelin Proteins” [Mesh] OR Myelin Protein* [TTAB] OR myelination* [TTAB])

#07

#5 OR #6

IRERIER © 8 .

2 EPEWeb(#RZR 20165 98168) HE 1977 ~ 2016 &

#01

BRI/ THand (SH =58, YL SRNEE BERE BEHRER)

#02

(FEEUR 11 2L / TA or Pompe J% / TA or 7V >/7NJR / TA or #EEUR 2 BY or 2 BI¥ERR / TA) and CAE
/ TA or X / TA or 7T A/ TA)

#03

#1 or #2

#04

#3 and (BESRMETTEDE / TH or BESRETORDE / TA)

#05

#4 and (B8 / TH or 95 / TA or §8%8 / TH or 85¥8TERY / TH or 888/ TA)

TSR 1

[(FRIER]

n] 10

Ao FEBIEO.
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CQ 8-3 | BEAREERFR R Y NROBREHECHIHBERETEIH ?

HEE

BERTCEOL (ERT) (FR 2 NRO# IR Z & LIEWL (KL ©)

-al=[:})

EAERIRL B NRLR & 95 CILLEEE % 5200 5 2 L LA CHRUZE B 7 35 1288
E 575, FURALKR Y ~JFOITIZ B TR VRN 2 S 8% 720 5. ERT 2179
C LX) FURBR VRO E T B0 8 ) D ERETT A,

(75 - TEFTVRA]

ERT % 2\ F 72 R ¥ GO HEFE L B H 9 2 M 2 AL b s 5U5% (randomized controlled
trial ; RCT)\ZAFETE L 2\, (GO R THERZ L L 72 LS 2 DA TH 5.
FURBIAR ¥ AR CTUEEAERZR RN » O SRICHEZ 505 2. BRI ERREREIC X
LGS EARTH 5705, £ DEFITHHEREFEO AP L 2 G EEHED
P A, ERT # BGHE O BEBEIIMGE L THB W L o 7207 RV {0
HERED IR TH B 25, R ~9w/ v 7 77 b= 7 ATIEINEOWNATEMN,
VA BN, IBRET M SRAND 7)) a—r L OEBEEEROTBY, NWEO
RS ES B L 2 EEEZEZ 5N 5", —FT, HERMPLHE AR TIRERD 40
EHFEMIZEED SO0, FHEIZ—HERZ LR LR 2 HRETH ) HIEORE D
BEL T X b BRI AR AR IR O X AW RS D B0V, B
% ERT OZNFIIEMWICIEIARHTH 5%, e &b 1ELUNOBEEDM T
MR TH -7z,

HRZRKICBVSEBOEESR]

FLIBRIR > ~NIFHEF O QOL DI LD 7201213, W R & EM e 125
DA EAT, PR SEREOE AL ERBBAAAZIT> T L 2 &2
bbb,

(xx #l

1) Kamphoven JH, de Ruiter MM, Winkel LP, et al : Hearing loss in infantile Pompe's disease and de-
termination of underlying pathology in the knockout mouse. Neurology of Disease 2004 ; 16 : 14-
20.

2) van Capelle CI, Goedegebure A, Homans NC, ef al : Hearing loss in Pompe disease revisited : re-
sults from a study of 24 children. J Inherit Metab Dis 2010 : 33 - 597-602.

3) Hanisch F, Rahne T, Plontke SK ; Prevalence of hearing loss in patients with late-onset Pompe dis-
ease - Audiological and otological consequences - Int J Audiol 2013 ; 52 © 816-823.

4) Van der Beek NAME, Verschuure H, Reuser AJJ, et al : Hearing in adults with Pompe disease. J
Inherit Metab Dis 2012 ; 35 : 335-341.
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[RFRX - SE(CLEZRERN]
1 PubMed (%% 2016 £9 B 16 B) HAR 1966 ~ 2016 &

#01

“Glycogen Storage Disease Type II / therapy” [Mesh]

#02

(Pompe Disease* [TIAB] OR Pompe's Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
[TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR "Glycogen Storage
Disease 11" [TIAB] OR “Glycogen Storage Disease Type II' [TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03

#1 OR #2

#04

#3 AND (“Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#05

#4 AND (“Hearing Loss” [Mesh] OR hearing loss* [TTAB] OR hypoacus* [TIAB] OR hearing
impairment* [TTIAB])

#06

#4 AND (“Hearing Aids” [Mesh] OR hearing aid* [TTAB] OR ear mold* [TIAB])

#07

#4 AND (“Evoked Potentials, Auditory, Brain Stem” [Mesh] OR Auditory Brain Stem Evoked Response*
[TIAB] OR auditory brain stem response* [TIAB] OR Auditory Brain Stem Response* [TIAB] OR
Auditory Brainstem Evoked Response* [TTAB] OR ABR[TIAB] OR Brain Stem Auditory Evoked
Potential* [TIAB] OR Brainstem Auditory Evoked Potential* [TIAB] OR BAER [TIAB] OR brainstem
evoked response* [TIAB] OR BERA [TIAB])

#08

#4 AND ("Hearing Tests” [Mesh] OR hearing test* [TIAB] OR audiogram* [TIAB])

#09

#5 OR #6 OR #7 OR #8

REAER 13 1

2 EP

Web(#&% 2016 £9 816 B) HiR 1977 ~ 2016 &

#01

EEM 2L/ THand (SH =5, EYEE SNRNEEL BREE BEHRER)

#02

(HEJE 11 24 / TA or Pompe J55 / TA or 7R /795 / TA or #ERUR 2 B or 2 BUAERIK / TA) and GAE
/TA or % / TA or TN/ TA)

#03

#1 or #2

#04

#3 and (BERMTTEDE / TH or BESRIETEREDE / TA)

#05

#4 and (B#HE / TH or #HE / TA or FE/J38K / TA)

#06

#4 and (FBEE2S / TH or fEESS / TA)

#07

#4 and (AXEFERREAFENL / TA or ANERIREAAZENL / TA or BRMBXEERT / TA or FRRANEREAR
Rt 1 TA or BEEFEFMTFEAL / TA or IREFFHMEFRI / TA or BRIEMTHRIL / TA or BXFFERME
SAFEENL / TA or BEI4ANEREEFIT / TA or ABR / TA or BAER / TA or BERA / TA)

#08

#4 and (BEJJMRE / TH or BEJIRE / TA or BRJIRITE / TA or BE/I5T / TA or BRJI5%i / TH or AXIM
EE% / TAORIQ/TA)

#09

#hand (A—IF TS L ITHor Z—IF TS/ TA or B8FIR / TA)

#10

#5 or #7

RRER |5 4.

[(FRIER]

1] 10
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CQ 9-1 | BRBRBEIRKINROSHETCHIEBETAENEZITZD ?

HEE

EERTOEOA (ERT) (R NROE G MR ZET D, TET VAR T THD
DARBETH S (IFL D)

AR - 8]
K Y IBE T HEATE TR M E AT 5 2 L 0b 5. BRT 2479 2
EAZ L) A SRR TR B4 L DRI 5.

(s - TETVRA]

Karabul & O TlE, EBIERR ¥ ~IFREB I 8 > TYEE R T I3 4R ik
E—FHEE/oay ba— VI L TEEIZFRD 7 (55 %, 56 % vs. 20 %, 18 %).
WRE %o 72 RYAIFEED 84 % HYERT 21T T 5 A, YLEMER TH O
B %2 ERT ORI TOIERDZEILIZOWTOREHIL 72 <, ERT O#)FIL -
TX %W, —JT, Bernstein b DT, 3 BIOEFEIAR » ~FFHEFZIT BT,
EJEEx 26, EHOTHIZ 1 FIFED 745, ERT B4 LT 6 2 H%IZIE3 6l
LSS TRIOSEEL22Y. F70, 20 BIOERELE L D S B 5 B AR
REZFRD, ZDHHERT #2723 fld 2 flIC RO ELBD. 95
1 61 ERT BI#AE 1 45T, JLMER~ 2 £ b TIRRASOILFER 5 E A2 1
FIHKI 30 % DEHZHO 72T, NBEE AFIZBWTE, AESIE 2E%BE
FEBIIZ BERT 247\, 12METHICE L CHEE o2 L LT 225, £l
HZ B IR T Ao 727

ERT AR E T H5HMEN VL ODH L 0O TETFT VAL VIdEK <, T
ML 70 5 3CEkASZ L. ERT DR FHIIT T A IEHFEFRICOWTIIAAT
»H5.

HRZRKRICAVDBRDEER]
HEWRTE T RICXTS % ERT ORI L2 S 2T RHEREDSHOLE 2 5.

(x Ak

1) Karabul N, Skudlarek A, Berndt J : Urge incontinence and gastrointestinal symptoms in adul patinets
with Pompe disease - Across-sectional survey. JIMD reports 2014 ; 17  53-61.

2) Bernstein DL, Bialer MG, Mehta L, et al : Pompe disease : Dramatic improvement in gastrointesti-
nal function following en-zyme replacement therapy. A report of three later-onset patients. Mol Genet
Metab 2010 : 101 - 130-133.

3) Remiche G, Herbaut AG, Ronchi D, et al : Incontinence in late-onset Pompe disease - an undersiag-
nosed treatable condition. Eur Neurol 2012 ; 68 : 75-78.

4) FHEE, KEEAT - BEEE 1A (Pompe 77) O BEE M FCHEEE /AN WA 2000
70 : 467-469.
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SYZANIIRF 3~ (CQ)

[RFRX - SE(CLEZRERN]
1 PubMed(#%% 2016 £9 B 17 B) HAR 1966 ~ 2016 &

#01

“Glycogen Storage Disease Type II / therapy” [Mesh]

#02

(Pompe Disease* [TIAB] OR Pompe's Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
[TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR "Glycogen Storage
Disease 11" [TIAB] OR “Glycogen Storage Disease Type II' [TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03

#1 OR #2

#04

#3 AND (“Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#05

#4 AND (“Diarrhea” [Mesh] OR diarrhea* [TIAB])

#06

#4 AND (“Malnutrition” [Mesh] OR malnutrition* [TIAB] OR undernutrition* [TIAB] OR nutritional
deficienc* [TIAB])

#07

#4 AND (“Body Mass Index” [Mesh] OR Body Mass Index* [TIAB] OR Quetelet Index [TIAB] OR
Quetelet's Index* [TIAB] OR Quetelets Index* [TIAB] OR BMI[TIAB])

#08

#4 AND (“Body Weight’ [Mesh] OR body weight* [TIAB])

#09

#4 AND (gas[rointestinal symptom* [TIAB] OR gastrointestinal manifestation*® [TIAB])

#10

#4 AND (“Failure to Thrive” [Mesh] OR “Failure to Thrive” [TIAB])

#11

#5 OR #6 OR #7 OR #8 OR #9 OR #10

TRERAGER 125 1.

2 EPFEWeb(#&RFR2016F9R8178) HRE 1977 ~ 2016 &F

#01

EER 112/ THand (SH =6, EWEE SRNEEL BRRE BEHREE)

#02

(FEFHR 11 Y / TA or Pompe 5% / TA or 7R >//NJ& / TA or #EER 2 B or 2 BURERIR / TA) and CAE
/ TA or £ / TA or 7T\ / TA)

#03

#1 or #2

#04

#3 and (BERAHTTESE / TH or BESRIBFTEEE / TA)

#05

#4 and (1 / TH or TN / TA or 7K / TA or EE / TA)

#06

#4 and (SREKFE / TH or REK / TA or {KRE / TA or REXZ / TA or REAE / TA or REANR
B /TA)

#07

#4 and (BMI / TH or BMI/TA or “Body Mass Index” / TA or {AEE5#1 / TA or FA&IEEL/ TA or 7 I~
L—18%8/TA)

#08

#4 and ({AEE / TH or 1AE / TA)

#09

#4 and (AERIEE / TH or RESE / TA or BREIFER / TA or BEREE / TA or HREH / TA or BlE
HH / TA or KBRS / TA)

#10

#4 and GEBARE/ TH or KBAL / TA or KB AR / TA or HERARZE / TA)

#11

#4 and GH{EZSAEIR / TA or BISEIR / TA)

#12

#5 or #6 or #8

IREHAER 9 .

[ERIER]

"9

A0 BEBIE I




JY=HNIIZF3~(CQ)

CQ 9-2 | BRAEREE IR YNFOSHECHIBSEEERETZH ?

HEE

BERTCEOL (ERT) [F R NROBEES ZolE UL (15U D)

[(Bx - B8

ERT % 1T - 72 FLJE 1R
HHBH"Y. ERT 2179 2
MEiE 5.

SUNRPFBREOBIAGHTIE, BEEELIZITENI
X IR L IFORES *i#&%?%#85

(% - TEFTVR]

ERT % 523 728 ¥ % O R I 55 12 B3 3 2 BE1E 25 L 5 3 Bk (randomized
controlled trial ; RCT) \ZFF1E L 72\, {BIEDO IR TRER Z i L 7230k d 2
HTH 5. Van Gelder 5 DHETIE, ERT 1T o 727LIRELR » ~yi & o R4
B 4 B3 RTII BT, R O IIKT & & b IR 7 565 0 S5 s,
WEEELRoY. BEEEDOB D 725K IXER (bulbar muscle) O B RERE E &
ZRONDY, FUREAR ¥ ~RIEB OB ORELIZ OV T O 7% <, ERT
AT 21 2 A #2 O B NEBI T DR OFFE TIXEBE D 7)) T — 7 ¥ OEFEHHE
HETVRY, RUJF/ v 279 MYy ADOHKBIZEIKEDO ) a—F v 0E
BAEDOTHBY, ERT 2475 THERHIILH L T’ TR IR0 75 120
$H7) A= VERERRIZIL, B0 ) =7 Y REMRIFENEE 2
5N, RCTH LRV ENPLIET Y AZZLWY, TRHDWAN, /v o7
v b ZAOFFEFT R S I3RS A ERT OFIRIIZ L WEZEZONL.

[(HEERKRICBVWAEDEES]
ERT ORI FIIIEFETE LWz, SiERENRLE LR S,

(xx #h

1) Prater SN, Banugaria SG, DeArmey SM, et al : The emerging phenotype of long-term survivors with
infantile Pompe disease. Genet Med 2012 ; 14 : 800-810.

2) Muller CS, Jones HN, O'Grady G, et al : Language and speech function in children with infantile
Pompe disease. J Pediatr Neurol 2009 : 7 - 147-156.

3) van Gelder CM, van Capelle CI, Ebbink BJ, et al - Facial-muscle weakness, speech disorders and
dysphagia are common in patients with classic infantile Pompe disease treated with enzyme therapy.
J Inherit Metab Dis 2012 : 35 © 505-511.

4) Kobayashi H, Shimada Y, Tkegami M, et al : Prognostic factors for the late onset Pompe disease with
enzyme replacement therapy - from our experience of 4 cases including an autopsy case. Mol Genet
Metab 2010 ; 100 - 14-19.

5) Bijvoet AG, van Hirtum H, Kroos MA, et al : Human acid alphaglucosidase from rabbit milk has
therapeutic effct in mice with glycogen storage disease type II. Hum Mol Genet 1999 . 8 - 2145-
2153.
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SYZANIIRF 3~ (CQ)

[RFRX - SE(CLEZRERN]
1 PubMed(#%% 2016 £9 B 17 B) HAR 1966 ~ 2016 &

#01

“Glycogen Storage Disease Type II / therapy” [Mesh]

#02

(Pompe Disease* [TIAB] OR Pompe’s Disease* [TTAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
[TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II"[TIAB] OR “Glycogen Storage Disease Type II"[TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03

#1 OR #2

#04

#3 AND (“Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#05

#4 AND (“Dysarthria”[Mesh] OR Dysarthria* [TIAB] OR Dysarthosis* [TIAB] OR Dysarthoses*
[TIAB])

#06

#4 AND ("Speech Disorders” [Mesh] OR hypernasalit* [TIAB] OR dyslalia* [TIAB] OR rhinolalia*
[TIAB] OR dysglossia* [TTAB] OR speech disorder* [TTAB] OR speech problem* [TIAB])

#07

#4 AND (“Speech” [Mesh] OR speech examination* [TIAB])

#08

#6 OR #7

TRERIGR 1 2 fF.

2 EPFEWeb(#&RFR2016F9R8178) HRE 1977 ~ 2016 &F

#01

BRB I/ THand (SH =68, EWEE SNPEER RBERA BREHRER)

#02

(¥ERHS 11 24 / TA or Pompe J55 / TA or 7R >/7XJ% / TA or $EIRIR 2 BY or 2 BUHERNK / TA) and GAEE
/TA or BEE / TA or /TN / TA)

#03

#1 or #2

#04

#3 and (BESEMFTEDE / TH or BEEREITOEDE / TA)

#05

#4 and (FEEEFEE / TH or FFEES / TA or BEESE / TA or REEES / TA or BEENL) / TA or 18
BERS / TA or EXKIT/ TA)

#06

#4 and (FEE / TH or SSEE / TA or BISEE / TA or BIEEF / TA or BRIV SEE / TA or BIRU4E
5375 / TA or 5275 / TA or BAEEMEESE / TA or BAZEIEEF / TA or AR EIE / TA or BASEF / TA)

#07

#4 and (SEBYE / TH or S38JE / TA or SBEZ / TA or IREEEEE / TA or SEEIEIR / TA or S28EN
L)/ TA or S5EEEHS / TA or #5558 / TA)

#08

#4 and (SEBHRE / TH or SFBIRE / TA or SEBHEBET A N/ TA or SEBHEEEIREE / TA)

IRERIGER 1 3 .

[FERIER]

"9

Ao EBIE L.




JY=HNIIZF3~(CQ)

R NI BN CER AT OB RS B RO B I8
CA10 | gyz1-

HedE

HERYRAAOU—ZVJTHERBEIN, £RESICERMFEL(ERT) B FERI N
FLIREBE, REUCTHHSRBEINBILDBENRNEL, FHHTHEAES
NEBIEKD FEDAELNDT, | HCHELHKRINETHS. EFREICSUVTH ERT
HIRFHBHIEVE DD KD EBNIZIRNRBODD T LIS T ICHIRINETHD
(1B)

(B - B8

FTA V= LAHOERTIE, IO ERT BRI E SNTw5H. L LA s,
FBWIET Y ATEDZ LD SN T WAL EBIZSL 2\, ERT & WOIH®D
LREDPIIOVTHEREED D L BT,

(#2858 - TEFTVR]

BHNEEOA AT 288, FLERZNRICL2 b DD RED 2 DOl
BPOLERINTVL, BETER Y NFOHFER~Y AR ) —= 0 T EFT-5T
Wh7z, FAERBIREINIR Y IR R NS,

BAOWALE L BERFEDP S OHETH S, 206,088 ZDFEWTH >~
WEr A7) —=v 7 L6BxBl, Z09Hb5HIET TITUIHEZ RS, T2
HATT A FLBEICTH - 72, 18512 ERT % Fildd L 72 GAEBALG H i3 Fg 216 H).
FNSIERFI L, FRRIER L ) R EIERT B L 72 1061(2 ~ 6 20 A TiH#E
FiG) DGR RE B L Tw5. BIENMIZ 14 ~352Thos. FiER~
ARY ) == FTHEE ST S BNLBIEIRE I GIER, FmESIERIL L
EIFEDIEE Tho7z. AmTHRIGERERRICERL SN0 AEEIT R
Ho 72 h(p = 0.4785), MWL Z#IEARLE M A = L BB 0SB0 B 7z (p =
0.06). F7=, BITHIBLOAEIZHE A >72(p = 0.0063). LLEXD, FER~YAR
7)) =y 7L DB s AN, ERTIRBICE SN HL ) FHIIVWE
fimw L C\Wh, ZO7NV—T1F, ZOREMLZES 10 B2 RICEHO T —
7 (28 ~90 7 H, M3 NPH)bFEELTBY, FERYAZI) -7
THERINIONITRTHEL, WlRHRESER <, BRIERTRIS B L) &
I (p = 0.028), MRERIFRA AL (p < 0.0D) ITAEICETF LR TH-
72 LCwh, HEAFICHEIZZWE LTWDL)S, EROmET, IRET
0, WEEEEL 2RO LBEFEELEY. 7272, BEEEICY L IS HR
R KR OFERT (40 mgkg, FEHE) THELH 72 LTWEY. 72, HoD
FERZ B MRI T #6BHE LT 5Y,

BEOMO 7V — 7 (BILBEENR AR L5 T A AIZTERTE 50
LAN—T 9 N ECTHERY AR ) —= v 7% 4757259 R L LT,
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SYZANIIRF 3~ (CQ)

ELNBERFOREBE LY 10 I ERPNICBI, BHETEL L)1k -7 (P92
WrHESE 116 H). X RINBELZFHG LTI LT F v FF-—E(CK) (R
= 0.861, P<0.05), FLEEWI/KFE % (LDH) (R = 0.831, P < 0.05), AST(R =
0.798, P < 0.05) D FFIIRAETH V), FEEA T — VI EE[Bayley-1II(R = 0.064,
P <0.05)], PDMS-II(R = 0.407, P <0.05) CTHo/zb LTw5b, F/, BEHEH
RN 3 2 PUiAl & (Ao 72, BN HERFORE & OB TIE, HITHGH i
EAEICE (119 £ 1.0 vs. 15.15 £ 293 P < 0.05), ZHEREA I 7 ITHEILH
< (105.0 £ 12.07 vs. 82 + 9.42 P < 0.05), ERT B4 2 %D CK ITHFEIE -
721227 (#EPH 138 ~ 1,082)] vs. 1,032 (#fiPH 492 ~ 1,700 P < 0.05). FFE &b, #L
WHRIOR Y ~RIFIZBWTUET R 2 R ) I ORERES TR LI W EMRTE
. 7272 ERE o BRI AR £ L He i 5B (randomized controlled trial ; RCT) Tl 72
{, BARY A NVaFR— b, MERERE O AR ETH LA, FLBEIR Y ~IFO
ERT 3 THL I exEZ DL, TR Ty A% b o TRIGEOH
BMINEH SN2 5.

ERANCE L Cldd — 7> I NOVE— TR 0, IR RE~ DR R IEF
WIFE X (p = 0.007) & OHENDH LY.

[HRZRKRICAVDEDERR]

BN~ ZAA ) —= 7 THIRB EZ W SN EIXE S ICERT 2 MG %
LWV FIZOVWTIRETRDO R WE ZAZ LR YN, BRI LB SN HE1Tw
ORFET DD % FIMTEY, ERTHED Y 4 I ¥ 73t L.

(32 &

1) Chien YH, Lee NC, Thurberg BL, ef al - Pompe disease in infants : improving the prognosis by new-
born screening and early treatment. Pediatrics 2009 : 124  el116-1125.

2) Chien YH, Lee NC, Chen CA, et al - Long-term prognosis of patients. with infantile-onset Pompe
disease diagnosed by newborn screening. and treated since birth. J Pediatr 2015 ; 166 : 985-991.

3) Zeng YT, Hwu WL, Torng PC, et al - Longitudinal follow-up to evaluate speech disorders in ear-
ly-treated patients with infantile-onset Pompe disease. Eur J Paediatr Neurol 2016. [Epub ahead of
print]

4) Peng SS, Hwu WL, Lee NC, et al : Slow, progressive myopathy in neonatally treated patients with
infantile-onset Pompe disease: a muscle magnetic resonance imaging study.Orphanet J Rare Dis
2016. [Epub ahead of print]

5) Yang CF, Yang CC, Liao HC, et al : Very Early Treatment for Infantile-Onset Pompe Disease Con-
tributes to Better Outcomes. J Pediatr 2016 ; 169 - 174-180.

6) Lai CJ, Hsu TR, Yang CF, et al - Cognitive Development in Infantile-Onset Pompe Disease Under
Very Early Enzyme Replacement Therapy. J Child Neurol 2016 . 31 - 1617-1621.

7) de Vries JM, van der Beek NA, Hop WC, et al : Effect of enzyme therapy and prognostic factors in
69 adults with Pompe disease - an open-label single-center study. Orphanet J Rare Dis 2012 ;7 - 73.
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(BRFR - BE(CLEZRERN]
1 PubMed (%% 2016 £9 8 17 B) HAR 1966 ~ 2016 &

#01 | "Glycogen Storage Disease Type II / therapy” [Mesh]
(Pompe Disease* [TIAB] OR Pompe’s Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*

#02 | [TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II"[TIAB] OR “Glycogen Storage Disease Type II" [TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II'[TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03 #1 OR #2

#04 | #3 AND ("Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#05 | #4 AND (“Ventilators, Mechanical” [Mesh] OR ventilator* [TIAB])

#06 | #4 AND ("Respiratory Therapy” [Mesh] OR respiratory therap* [TIAB] OR inhalation therap* [TIAB])

#07 | #4 AND (*Walking’ [Mesh] OR walking distance* [TIAB])

#08 | #4 AND ("Vital Capacity" [Mesh] OR Forced Vital Capacit*[TIAB] OR FVC[TIAB])

#09 #4 AND (“Age Factors” [Mesh] OR age[TI])

#10 #5 OR #6 OR #7 OR #8 OR #9

BTHER 114 £

2 EPFEWeb(#RZR 20169817 8) B 1977 ~ 2016 &

#01 | #EFRKIIEL/THand (SH =8K, E¥WEE ., NRNEE BERE BRERES

402 (FEES 11 2L / TA or Pompe 3% / TA or TR>/7X95K / TA or $ERSR 2 B! or 2 BUFEERRT / TA) and GEE
/ TA or B / TA or ST\ / TA)

#03 | #1 or #2

#04 | #3 and (BEREFTROE / TH or EESRAFTEUE / TA)

#05 | #4 and (N TIFIRES / TH or A\THFIRES / TA or XV F L —% | TA or UAEL—% /TA)

#06 | #4 and ((FNRETE / TH or MFIRETR / TA or HUEDE / TA or [FIREDE / TA or IRA T X T In / TA)

#07 | #4 and (31T / TH or H1THARS / TA or H1TOTRERART / TA)

#08 | #4 and (FSEE / TH or fES / TA or FVC / TA)

#09 | #4 and (F#sEF / TH or i / TI)

#10 #5 or #6 or #7 or #8 or #9

TRERIER © 14 .

[FRIER]

1] 10

Auo  EEIE 0.
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SYZANIIRF 3~ (CQ)

RYNRICBENT, ELFEEERERFEOAWRICKETD

HR
AIRBRYANRCIE, ECFREOEES, BRHFTEE(ERT) DMRZAHT DXE

RIVEREYE (CRIM) DIRREZ TR T DI CHEMERE CH DS, 17D TEDE)
H5NBHAC)

[Es - 8861

Bt o- 27 )V a3 & — X (GAA) BIE T OFFEDLRIIH L, K ¥ ~JFD ERT #°
BRI THDEV) Ty Ad %y, —T, BREANI T 5 & loHik s E
EENDA, ERT OREDVESND 2 LA, BS2IC &SN, ERT BT
ENMOFEE FEET 2 BETERIIOVTHIRENTWS"Y. HifkowEdC
L, SEEAREONREIREY ST WD, BiEEEEZTFHIL, b
THIEDVHRTHS.

FEFERIR ¥ ~IFIZB VT, “exercise” gene & ERT OF XM & OBIEIZEI T 5
Wend %.

(B - TEFVR]

BERHNRT T 2 WM OPESEAE SN DL Z L I2X ), ERT OREAFHE
END . BEZIAN T BB I OPUREEA: X, 287 FUSVEREY) E (cross-reactive
immunologic material : CRIM) BIEDGEIZETIZA SN S, CRIM &1, {4/
THy P TH GAAPRIC L o CTRR#EESNL Y VXV HOZ L THY, CRIM &
PEDBEHZ TIE GAA ¥ VX7 EHHEAE L 2\, CRIM BV EE RIS 1 %
Kl OFLEIAR » ~"JFEFEO—EHTH Y, GAA BIZTOWMT LIVIZF 2y A
TR AR ZHNT L 7L —0 3 7 MVERSLEB OV v ORER LD
BAIZCRIMBBIEE 7 5 2 L %" KT, CRIM BTk L 2 2 2R TR
p.Arg854X, ¢.525delT 7°% { #HiiF ST 5

Zod, FURKR Y RIFTIL, ERT ORYER BIEE A B LD LT %2 Tl
T272012, BETHEZRET S LA TH L. WekTIE, CRIM BEEE
BRYANIFEED3 ~4% EHEENTVWE, TNET, HAETILCRIME
HEEHEOHE L2\,

BIRBR Y AJFIZOWT, T oI F 7 vy EREES (ACE) BIZF DO LRI &
HEEMEICEL, TEFYALOLEE L WAL, 90 17 B X U 16 B9 0 B F
ARG E LGN H D, ACE BIZT- D D /D ST TIX ERT DEREN1/1%
Bl 1/DEICIE L TH 5 EHMESNTWD. D/ D ZRITIEIMmAE AN
L, BEHEAOBEH~NOERI BT L LERINTWD. s OB,
BRI DR — 2T A » OMATEN R 2 REWDH 1), & 5 72 HRGEDS U2
Thb.



JY=HNIIZF3~(CQ)

HEEZRKRICAVWSEODEER]
ERT DR RGBT L, HEBGRHHZ CooRTF3EBL, L) Iw
ERT D& R % BRKT L ULEDH 5.

(xx #&h

1) Kishnani PS, Goldenberg PC, DeArmey SL, et al - Cross-reactive immunologic material status af-
fects treatment outcomes in Pompe disease infants. Mol Genet Metab 2010 : 99 : 26-33.

2) Bali DS, Goldstein JL, Banugaria S, et al : Predicting cross-reactive immunological material (CRIM)
status in Pompe disease using GAA mutations - lessons learned from 10 years of clinical laboratory
testing experience. Am J Med Genet C Semin Med Genet 2012 ; 160C - 40-49.

3) Markic J, Polic B, Stricevic L, ef al : Effects of immune modulation therapy in the first Croatian in-
fant diagnosed with Pompe disease - a 3-year follow-up study. Wien Klin Wochenschr 2014 ; 126 -
133-137.

4) Rohrbach M, Klein A, Kohli-Wiesner A, et al : CRIM-negative infantile Pompe disease : 42-month
treatment outcome. J Inherit Metab Dis 2010 + 33 = 751-757.

5) Baek RC, Palmer R, Pomponio RJ, ef al : The influence of a polymorphism in the gene encoding an-
giotensin converting enzyme (ACE) on treatment outcomes in late-onset Pompe patients receiving
alglucosidase alfa. Mol Genet Metab Rep 2016 : 8 : 48-50.

6) Ravaglia S, De Filippi P, Pichiecchio A, ef al : Can genes influencing muscle function affect the ther-
apeutic response to enzyme replacement therapy (ERT) in late-onset type II glycogenosis? Mol
Genet Metab 2012 ; 107 - 104-110.

RFHK - SECUEZTRER]
1 PubMed(#3% 2016 £9 817 B) HAR) 1966 ~ 2016 &

#01 | “Glycogen Storage Disease Type II / therapy” [Mesh]

(Pompe Disease* [TIAB] OR Pompe’s Disease* [TTAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
#02 | [TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II' [TIAB] OR “Glycogen Storage Disease Type II' [TIAB] OR “Glycogen Storage Disease
Type 2" [TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#03 | #1 OR #2

#04 #3 AND (“Enzyme Replacement Therapy” [Mesh] OR enzyme replacement therap* [TIAB])

#05 | #4 AND (“Genotype” [Mesh] OR genotype* [TIAB] OR genetic type* [TIAB] OR genogroup* [TIAB])

#06 | #4 AND (“Mutation” [Mesh] OR mutation* [TIAB])

#4 AND ((cross reacti* [TIAB] AND (immuno [TIAB] OR immunol* [TIAB] OR immune* [TIAB]

HT1 OR immuni* [TIAB])) OR CRIM [TIAB])

#08 | #4 AND (“Genes” [Mesh] OR gene [TIAB] OR genes [TIAB] OR genet* [TIAB])

#09 | #5 OR #6 OR #7 OR #8
RERIER © 181 .
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SYZANIIRF 3~ (CQ)

2 EPFEWeb(#RFR2016F9R8178) HRE 1977 ~ 2016 &F

#01

EER 2L/ THand (SH =5, YL SNRNEEL BREE BEHRES)

#02

(FEHR 11 2 / TA or Pompe 7% / TA or 7 >//NJ& / TA or #EER 2 B or 2 BUMERIR / TA) and CAE
/ TA or &% / TA or 7T\ / TA)

#03

#1 or #2

#04

#3 and (BESRMTCEDE / TH or BESRIETEREDE / TA)

#05

#4and CBGFEL/ TH or BEFEL /I TAor * / FA T ITAor I T /5 AT/ TA)

#06

#4 and ((BZX 25 / TA and 5255 / TA) or CRIM / TA)

#07

#4and (ZE/THor ZE /TA or B FEHE / TA)

#08

#4 and GBSF / TH or BIGF / TA)

#09

#5 or #6 or #7 or #8

IRERHIER 1 23 1.

[(FRIER]

nJ 10

Ao EEIE 0.




JY=HNIIZF3~(CQ)

CQ 12 | BESEWEFIRIYNRKICHETESZH?

HER

RUNRICN T DRBRE(EY /OB DR FEEM, HTEEHDUE) ([CDL
TRIEFTVRADEL, #HRUEWT EZEXRT 5 (20)

HR - B8

R AIFITHT 5 BFEEOMIEICOVWTIE, CRETIIESY v X7 BOR)E
WZOWTOME D H L, MEIIA %L, TETFT VAL niInd Edzn
CQ DEETIE, EEREIC L ZAEEEINA T 28R, RV 22D PR Rh#
BATRE) OUGE SR T 25058, HALFHEIRIZN 3 2 8R035 1 S 7258, Famet:
i g OFBih A, HALEHER IS T 2ROV TRET L 7202813 e 2o 72,
RYARIFITRT 5 BEFHFREICOWTO—FORLFIL, Ky RHITERT 55
BEIC X ) & VXD Y — U F = N=TLET L 720, B E V8 EHEEIR
B, BIUWHOUGEICEGTLNEVIBETH L. Ry JFICHT 5 BHHE
FE(E 5 287 ) IZOWTOREERIFRICOWT, RERI, Si7eE ot Iz
WTORIRIZOWTHRE L2/ R, B8 o3y AaMEERN, & 5 WwIdkiThE
DYFHIZHEGTHEVIHLRR I YT Y AR D SN0 7.

pus)

-

(#2858 - TEFTVRA]

R AGFIITT 2 EFEEE S 37 &) ORFICE LT, 2 DORKRIZEC
DWTHEET L7z, 1 DX B FE A 70 1 (enzyme replacement therapy ; ERT) B %8 Hif
DEHOIIETE S 787 BOHRDIHFIZOWTIHELZSDTHY Y, 91
DI ERT L &5 /37 & - BEREZ A G DETZIHBEOMRIC OV TOZE
THol?. EY Xy AHMTOMIETIE, BAFRESR Y ~FHEE 5 6 (B4
Bl, ZHEIEDIZOWTHRETLTBY, E5 vy ZICK WIRE, fJI847TRD,
G & R A EEIIED SNk o 72", ERT L &4 v /37 £ - EERE
A EDE M TIE, MARBEOR Y RIWEHF 4 BICOWTHRETL, &5
VORT - EBEEEAT) ZENTELILTIAT VAR E Q6B &,
BHEA AT SN TE o2y TI4 T v AREEH(86]) % EE
LTBY, av 7947 Y ARIFHIZBWT, Ml AEEEZ b - THITH
GO AEEHTOHIORELZRDO L ENTWED, BiEEICOWTIEA
HAEEBO L7727, HIIIOWTIE, ERT HHOBEETHWET L 15,
B N IO EIIEHG L TW AN, AHTHL. N5 Enb,
RUAIFIIRTT B85 vy ERRED, REHM, & 5VIIBITRE 2 gE S
HEW)ITETFT YV AF %L, RYNIFIIHTHE S /87 TR R TE v,

HRZHRRICAVIRDERR]
R IREFORBREICE L T, REOMBIZ OV TIFRIZERE T NE Z
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Eld L, BEORBHE THELRVEEZONS, Lal, Ry E A
WETREICHEEZROL N DHLIehs, HrOBEHEICOWTHML, &F
FRE, HEHEOVTIHET 2 LEDDH 5.

(32 &k

1) Umpleby AM, Trend PS, Chubb D, et al : The effect of a high protein diet on leucine and alanine
turnover in acid maltase deficiency. J Neurol Neurosurg Psychiatry 1989 ; 52 © 954-961.

2) Slonim AE, Bulone L, Goldberg T, et al - Modification of the natural history of adult-onset acid mal-
tase deficiency by nutrition and exercise therapy. Muscle Nerve 2007 ; 35 © 70-77.

[BRZFR - SEICLEITRER]
1 PubMed (&% 2016 £9 8 18 8) HiRE 1966 ~ 2016 &£
a BEEX
“Glycogen Storage Disease Type I / diet therapy” [Mesh] OR (“Glycogen Storage Disease Type

#01 X ey .
1" [Mesh] AND “Diet Therapy” [Mesh])
(Pompe Disease* [TIAB] OR Pompe’s Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
402 [TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage

Disease II" [TIAB] OR “Glycogen Storage Disease Type II' [TIAB] OR “Glycogen Storage Disease
Type 2"[TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TITAB]) AND
(diet[TIAB] OR dieta* [TIAB] OR food* [TIAB])

#03 | #1 OR#2
HERIESR 1 31 ¢

#13 | "Glycogen Storage Disease Type II / therapy” [Mesh]

(Pompe Disease* [TIAB] OR Pompe's Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
#14 | [TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II"[TIAB] OR “Glycogen Storage Disease Type II"[TIAB] OR “Glycogen Storage Disease
Type 2"[TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II" [TIAB] OR “GSD II" [TIAB]
OR GSD2[TIAB]) AND (therap* [TIAB] OR treatment* [TIAB] OR intervention* [TIAB])

#15 | #4 OR#5

#15 AND (“Pneumonia, Aspiration” [Mesh] OR Aspiration Pneumonia* [TIAB] OR Acid Aspiration

#16
Syndrome* [TIAB])

#17 | #15 AND (“Diarrhea” [Mesh] OR Diarrhea* [TIAB])

#18 #15 AND ("Diet, Food, and Nutrition” [Mesh] OR nutrition* [TIAB])

#19 | #15 AND ("Body Weight” [Mesh] OR body weight* [TIAB])

#20 | #15 AND (“Motor Activity” [Mesh] OR motor function* [TIAB])

#21 | #16 OR #17 OR #18 OR #19 OR #20
IRERIER 51 ¢F.




JY=HNIIZF3~(CQ)

2 EPFEWeb(#RFR2016F98188) MR 1977 ~ 2016 &F

a BEBEX
#01 | #EEUR 1 B/ TH and (SH =BEEE)
#02 | #EFUR 11 8L/ TH and BEBESA / TH
#03 (RERR I¥ A / TA or Pompe % / TA or 7R >//Nfi / TA or $EER 2 B4 or 2 BIMERFR / TA) and CAE
/TA or & / TA or /T A / TA) and BZE / TA
#04 #1 or #2 or #3

BERER 6
b ERERERDK, TR, KB, KE EEAE

#13 | BERK I EL/TH

#14 | FEIRJR 11 L / TA or Pompe J& / TA or 7R >//XJ5% / TA or #ERSR 2 BY or 2 BIERSK / TA

#15 | #13 or #14

16 #15 and (Hfﬁﬁ -BE T/ TH or RS [1HERHK / TA or BRERERTN / TA or Bl NIERHRN / TA or K5 (Al
K/ TA or FRERIERTRE / TA)

#17 | #15and (1 / TH or ™/ TA or ZKER{E / TA or BUE / TA)

#18 | #15 and (REHEEFHIRR / TH or KE / TA)

#19 | #15and (AZ / TH or {5 / TA)

#20 | #15 and GEENEIE / TH or BEREIE / TA or EBEIKEAE / TA)

#21 | #16 or #17 or #18 or #19 or #20

TRERIER 1 11

[FERIER]

1] 10

Ao EEIEo.
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CQ 13 | BEBWERFRIYNRKICHETEZH ?

R

OB BRI SBEES BRI Dfch. HEFHMHN S0, BREEEINAICLD
ANVyF, 8158, BIEXRBEOFERICKIDITR - RIETIHZHET S (1C)

@QEFEEINAICEKD, BAKIDEVLANILCOEBRRES PAREREZT2ICAN
TCEEENESHDIRDIRUICLDEBREZHET S (20)

OBRFAEMERDLURH CTHUWVERCKDBLEEZRMT © C =R UIFL)

(10)

[B= - 869

RYRIZBIT AHAFREOMIEIIA %R, TET VAL XVGwThd &<
vy, RUYNRIZBIT 2 HFREO—FOMOEL EBAMICED, 514V —
LAHPHEEINT, »io THEENELOTIIAVREW)BIRTHEL. L2 F
TOREBEMATREPE V) T F Y AZIEZ L, EBRISEBIEMIC X ) AR
BT L EWVIHEDL V., ORI RIFOHA K54 0 TlE, RUwe
BN OMTEOBEE L X - TEBICBITARBRL D, — RO EmERICE
VF B — R 72 BB T B & BEITESERR TG & &0 2 B B X O R IR
YARICAERATH B EHEREENT VS, IREOHEET, K REE
OEBREETIE, BOIIHIKT EHZEMPEETH D, H D FEO LB
BERGREREL LT EEZLNT VS,

(fBs% - TEFTVR]

R GFITRT LR OFNEICET A BT v 224 Lzt id %
Vo BER R, EEEMAIC X D HMEBNO ) a-r R ER LT AV — A
DREL T, HEEPEESTLZVAZ$EZONLD, FELZO L) 5
v, F 72, BEEMIFCHE (enzyme replacement therapy ; ERT) Tld, ERT Oiffifig
WIZHLD sAARR 7 ) =7 VEEICIE, HAREOHIGEEESLELEZ b
Twa. R NROMEDLHEATA K74 2 Th, K2 APHME OIFREICHE S
REFEDLHLD, HPAMA T4 —%IILDETEH, — M E TR EI
FTRRWIEN TH D L ENTVDE™,

BB B OB LT, FURA, EREOWFNIZB W T ER)5EE
KRB R IR O 72 OIHET 2B D B, R 2 AGF T OFHE R E T A EEA
WK C 2, ELEDDHIVMERTELLZ b4, IBREROL
7, BEIMICOELAEZELE 2 e 5. FLIRTITIIRRE, TIREALALE
OBHINET o5 2 Ehs, KEEHM, iz, WREAEEM, EREENEK, B
HefaZ e b &7 LR 3. ERT CEMICHEHE I 727LRRI<Cix, 2RO
T & e B A R D R 1255 <, R RIS AL & I B EE i o & 0F 2SI
I2Z\v, CREBEEHTIEAS AV TH LY. NEBEICB LTI, B



2Y=ANIIZF3(CQ)

iE OHEATE N2 5 72012, 55 T2 B (ankle-foot orthosis ; AFO) % 1X L& &
LHTVEEOMFHRA MLy FAHEIEI LTV ST,

EEEE IR L2 ), BRE AT, ) —BEER TS LB
N3H %28, HEwIs b —EOMIPHEEEIILE L EZ s, OIS T,
RGBT O PRI MR O IZREA 2 <, Homibiel, $abb
FLRA B ETHBILL CZAVF—FIHT L2BIPERNZ LD 2o T
2% 2%, B IFOEERENE T, F) a—F VO RREORETIE R
BUICHET EHERDICE S RSN TWE. BN EHmEESNIL, 7
DIEALEENIZUE L)L ENSET L WEEZONS. ERT 22T TWAWw
BEEINRE LT, RELEBFEOEIMZ ML 2ETIE, &y vy,
EIRE, R EERL, L- 79 =2 &O%K5 L-EHREE, KAD
BLABEIEEALANLT, PLy FIVOERE FOERZ &bw T 1
MRS L 72 E, COAXA =2 — %8 L2EBEITT T M —REEZRODUGE L
WSE L dr o 72 BEEAL L 22 LS H B, £72, DHTIIH B, ERT
DENBIDBEN RSB AR L IE L 2 WEEOI VT A= — A LY
FRAMER) Y L72L ZA, THROBIEHAREICEM Z2ZE 272000,
SERBHIME, 6 PHBITOREILELZEVIRELDHLY. LirL, #
A IS I & B3 O MIBEL Y F AN % M- C, ERT 5 1 1B BT %
1T o 7292 Tld, i CZALA e o722, 2015 FE D 23 & &5 RIZ L, 12 38
DEMRFEE)C & 288 =2 2T 72 IFEMHBR T, MR EERE I ICIIRE %
WED o2 bDD, BEDHR, ZEAVEICHEEELY S > TUHEVALNT:
LHEENTBEYY, [V — T OWE TIRRAREENE R HEEIYE L2
ELHEE L TWAY ERT it 2 23 - B0 ak— MFETI, TV T A—F —
7 EOBERIE M IAT o TV BE DT ) AE LT 6 TR EE DY H
R QAVARANG & N WA

ok, KL VEV LNV oAERRER T, KERMEETE ) 0D,
DEOAMOEE Z AT Z L AR SN DY DROEEIEN X ) BT,
WaEinL <, A3 ~5HIZRKD TEHBEEOER L., TLITX—F—%
KUK Ze EMNEARIIFHERZE SN L, BRI VRN LV HRTE LCTiE, 09A,
RREMREE=4") 7 EHRNEERELSEZ1235. /2, E#molE
WCRELT, AAICk W RR L7720, MHETHIUIH RS2 EHMR & —i12,
FRROE=S — &M, FRICIERBIRE, WAL CRET A 2 L R HEET 5.
FLBRIZBWTHRETH 5.

IT& W X7 EE) R 2 AR LWIEST, EHoEELES 720, ##iT
LHRETHY, BRI ZWAFREIIIT> IR 5w,

HERZRKICAVSEDIER
BRI £ B IRAY 2 BB RRE 2T B 72002, RITE D A b Ly T,
FEBIER EONAZEZE T H. @l EE) w2 LT, Al RERL:
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0,

TADOKEZE=F ) > 7 LoD, HAFELIZL 57077 ARENEE

L COBIZIEL, fEREEICEE TS, AADPRLL, WHEZE LRV
NIVOEBIHIR L 2D, Fih e R 5720 O &) mbFEIIER 5
ETH5.

(3X @K

1)
2)
3)

)

5)

6)

7)

8)
9)
10)

11)

12)

13)

14)

15)

16)

Skalsky AJ, McDonald CM : Prevention and management of limb contractures in neuromuscular
diseases. Phys Med Rehabil Clin N Am 2012 ; 23 © 675-687.

Kishnani PS, Steiner RD, Bali D, e al © Pompe disease diagnosis and management guideline. Genet
Med 2006 : 8 : 267-288.

Bembi B, Cerini E, Danesino C, et al - Management and treatment of glycogenosis type II.
Neurology 2008 : 71 : S12-36.

Llerena Junior JC, Nascimento OJ, Oliveira AS, et al - Guidelines for the diagnosis, treatment and
clinical monitoring of patients with juvenile and adult Pompe disease. Arq Neuropsiquiatr 2016 ;
74 166-176.

MENA Pompe Working Group, Al Jasmi F, Al Jumah M, et al * Diagnosis and treatment of late-on-
set Pompe disease in the Middle East and North Africa region - consensus recommendations from
an expert group. BMC Neurol 2015 : 15 - 205.

Case LE, Beckemeyer AA, Kishnani PS : Infantile Pompe disease on ERT - update on clinical pre-
sentation, musculoskeletal management, and exercise considerations. Am J Med Genet C Semin Med
Genet 2012 ; 160 : 69-79.

Haley SM, Fragala-Pinkham M, Latham NK, ef a/ : The emerging role of the pediatric physical
therapist in evaluation and intervention for individuals with lysosomal storage diseases. Pediatr Phys
Ther 2005 ; 17 - 128-139.

Case LE, Kishnani PS : Physical therapy management of Pompe disease. Genet Med 2006 . 8 - 318
-327.

Preisler N, Laforet P, Madsen KL, et al - Fat and carbohydrate metabolism during exercise in
late-onset Pompe disease. Mol Genet Metab 2012 ; 107 * 462-468.

Slonim AE, Bulone L, Goldberg T, ef al - Modification of the natural history of adult-onset acid
maltase deficiency by nutrition and exercise therapy. Muscle Nerve 2007 : 35 - 70-77.

Terzis G, Dimopoulos F, Papadimas GK, et al - Effect of aerobic and resistance exercise training on
late-onset Pompe disease patients receiving enzyme replacement therapy. Mol Genet Metab 2011
104 - 279-283.

Terzis G, Krase A, Papadimas G, er al - Effects of exercise training during infusion on late-onset
Pompe disease patients receiving enzyme replacement therapy. Mol Genet Metab 2012 ; 107 : 669
-673.

Favejee MM, van den Berg LE, Kruijshaar ME, et al : Exercise training in adults with Pompe dis-
ease - the effects on pain, fatigue, and functioning. Arch Phys Med Rehabil 2015 : 96 - 817-822.
van den Berg LE, Favejee MM, Wens SC, et al - Safety and efficacy of exercise training in adults
with Pompe disease : evalution of endurance, muscle strength and core stability before and after a
12 week training program. Orphanet J Rare Dis 2015 ; 10 © 87.

Strothotte S, Strigl-Pill N, Grunert B, er al - Enzyme replacement therapy with alglucosidase alfa in
44 patients with late-onset glycogen storage disease type 2 : 12-month results of an observational
clinical trial. J Neurol 2010 : 257 = 91-97.

Fowler WM Jr - Role of physical activity and exercise training in neuromuscular diseases. Am J
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(BRFR - BE(CLEZRERN]
1 PubMed (%% 2016 £9 8 18 B) HAR) 1966 ~ 2016 &

#01

“Glycogen Storage Disease Type II" [Mesh] AND “Physical Therapy Modalities” [Mesh]

#02

“Glycogen Storage Disease Type II"[Mesh] AND (“Exercise’ [Mesh] OR “Exercise Therapy” [Mesh]
OR “Physical Exertion” [Mesh] OR “Physical Fitness”[Mesh] OR “Sports” [Mesh] OR “Exercise
Movement Techniques” [Mesh])

#03

“Glycogen Storage Disease Type II'[Mesh] AND (“Reflex, Stretch’ [Mesh] OR "Muscular Disorders,
Atrophic” [Mesh])

#04

(Pompe Disease* [TIAB] OR Pompe's Disease* [TIAB] OR Pompes Disease* [TIAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TIAB] OR Deficiency of Alpha Glucosidase*
[TIAB] OR GAA Deficienc* [TIAB] OR Generalized Glycogenos* [TIAB] OR “Glycogen Storage
Disease II"[TIAB] OR “Glycogen Storage Disease Type II"[TIAB] OR “Glycogen Storage Disease Type
2"[TIAB] OR “Glycogenosis 2" [TIAB] OR “Glycogenosis Type II"[TIAB] OR “GSD II"' [TIAB] OR
GSD2[TIAB]) AND (physical* [TIAB] OR exercise* [TTAB] OR sports* [TIAB] OR strengthening*
[TIAB] OR isometric* [TIAB] OR stretch* [TIAB] OR positioning* [TIAB] OR splinting* [TIAB] OR
disuse atroph* [TTAB])

#05

#1 OR #2 OR #3 OR #4

RRERIER 1 37 .

2 EPEWeb(#RZR 2016 98188) HE 1977 ~ 2016 &

#01 | #EEYR 18 / TH and BEOE / TH

50 (#EER 11 2L / TA or Pompe J% / TA or 71 >/7NJ% / TA or #EER 2 BY or 2 BUERK / TA) and (B
K / TA or ¥WIEEDE / TA)

403 AEIRAS 1L 2L/ TH and (BEE) / TH or EENEDE / TH or 5E / TH or 1573/ TH or A/R— / TH
or BUEBNANT / TH or FARESE - ZH&1% / TH or ZHE / TH)
(¥EEUR 11 2L / TA or Pompe J% / TA or 7\ >/7NJR / TA or #EEUR 2 BY or 2 BIMERR / TA) and (EE)

#04 | / TA or X7R—"Y / TA or 581ELEHE / TA or A L F / TA or 22 / TA or $3if& / TA or ZFZ / TA or
Z=HiE/ TA)

#05 #1 or #2 or #3 or #4

TRERIER 1 13 1.

[ERIER]

1] 10

AT 0 FUEIE 0.

&1l
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CQ 14 | A\THBEEEIRYNROEGFRLELETZH ?

R

ONINROEGRTERORERFELT, FTRBRRND(FSNS. FHRENGEBRS
FOE(NPPV) (F FBRARDB|REZES LU, TORMREMTEROUEDHHFTIND

(10)

@ININREE(CHWNT, NPPV (FFIRRIEIRSTIC LD MARFRDERENEDET, —
EERFRDETBZNET ©. TNICKDEMFROIEDHFTSNSD (1C)

(B - 889

AR AT NI ~ B NI SAE 12 B\ TP 2R A O [ S 1 o0 PR A e R &
e USATTRE 2 SRR RIS L, MPREHE R SIEIR TH L 2 L b 5.
ITAEDOEENTIFRZRORSEIZ LY, Z oMo RE & FFICEGED) 27
WA S, EMTEPUGET L LR EN. LA L, Ry RIEAHDERT
HY, WEBERPBESN, BIEL L%, TETYALNVOEVERLIE R,
N TP 0B A £ ) SOB RS0 1) A & O Bl R R o e 3 hyi sl X
NTHBY, QOL D] EREMPFHOUHE N NFFIN TS,

(758 - TEFTVR]

NI~ B NIIFERE D R ¥ NIFEFIZ BT, IR EE I FE L EETH 5.
T2y X YXMFHIAMTT 4 —RIE L LT HURMHEETISTEEODOL
VIR 5 B EAS I B 2 A%, AE TUE AR AT T HE 70 I 9 (2 -0 5 i 2 A e A7 9
20 IERARRE IR T & AR R OB X e Y, IR RE IR T A E 5 12—
D= A THIFEEDPMET LTV L L, Bl & BasBo I i3 i 72
N H 27, FiEROET LI O IR TIC &) AR T LA0E 2
V77 ADETIC L 2R ORERGE L LS. T72, MBS Of O
(SRR FEIP B 2 X 7297, L AREIRIC—3 L CRMIMICEREBFEAMET L
FRAROMEITIZ X ) Febe i e B R BRI DMK T, ZRILREDEDO LA ZRD 5.

S DI O W& E /NI ~ B NI FEE O ASE 2 BV TP RO R T
H, BEIECORERKE 22 4. 1990 4E LI 12 IER B 1 b 1+ #2555 192 (non-invasive
positive pressure ventilation : NPPV) R HEHE i B %< & 72 & AMSVENIA 4 % &0
B EEE I MEH SN, ZOFHAEIRE SN TS, R~ TH il
RIRR L 2T 2 EFICNPPY DS A &SN, IR OBRFERE R ZBRILKE 5T
A L, MRS EREIR AR, L 728 — R0 B TS A — R s
L7o#iis A 55219 N TR BIAVE G P00 12 H HIREDRE % 37
LTWbEEZ LN, TNEHLIT HEEIN 7 ST IZ 2 .

FURBIZIE DR » ~EE TR, B OALITR T O BEE? A a7 £
TRETHEEULAEIETH L. FLBWFEOBETRIEEY DY), FEHLIH
SHOMFRICT, MR TIC X iR L A U9 v, BRI TR (enzyme re-
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placement therapy : ERT) (2 & V) OASHEIRDSYE T 5 2 & TN & ARk, PRI
EANORIED ST CTURICERICR 2RSS H 5.

[HERERKICAVDIBEOERR]

RV AYFIEIRERRERZ DN <, BRI O R INIPRHREEL X 72 LT w2
EERMRELT) A CRIRIIH D UEN DD, FRAETIL, il & BZhmfEkid pr7-
NAEN D DY), [BED 7 )T T ¥ A%fT\v, @Y 2 KEHIZ NPPY 2B AT 5%
CLET, QOLAYFEL, TEF UV ALANVIZEWAIEHOAEESHEENS.
NPPV A K LAMICER L, FERNICIEE CT T IR 7 L 7 OF % R
LTHL.

(X #

1) Ambrosino N, Confalonieri M, Crescimanno G, ef al : The role of respiratory management of
Pompe disease. Respir Med 2013 ; 107 - 1124-1132.
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