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Z0~60fFETLIRL L, BET D EMUMNT, FFEXR, CHEZEEXELET.
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HWFFEEE | (WF7e 3 flEssts) Tk, 914 v — 29K 31 8, ALD, XVt 3 v —24
OB A P T4 AMERFEEO—E L LT, P27 EE 6 HOWSHIZB W TRIG b
Yo (R RBESERRE) 2 R VIR A F o4 MEREESORERICEAL, A
BOBEMF 134I1CHE - wWERH, VATF~v74 v 2L Ea—(SREER, HEERHELLT
Mo TW7272%, [Minds BT A B 74 AAEROF51E 20141 (LLT, Minds) 1278 &7z
FHEIED L, DOPEWORY I{OBIETA B T4 v 21 FEOBRA T TERLE L
7.
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CERHWMELTWET., KU EEOWE L, Minds OFEICHI > THHET A F
TA VR 52 L, L, ERROLREHhS, FEHli, BEFOGTRLVWEZAD
HYF LA, WL, ED Minds DAFMIZIH) L) IC%0F L7

KA FTA 2N, EIRSEIIED L HMIEER, S OIE—RBEEOLET, BEHEL
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R 2 Y (Pompe disease) 1ZFEME: -7 )V T ¥ 7 — - (acid 0-glucosidase ; GAA) DRIEIZL D
MIEDZ A —2I127) A= U HEETAEETH ), FRahstimEcEfzd
L. BAEGFEEOIREMRICGREINTNE, T4V = LAFICGEIN T LA, FEEH
DAL LT HoNTVD. REFFLBHIFHNCSET 2 FLER &, ZNDIBEICHET 58
SRS NS, FURENLOR, HEK, HHERTEZEL, EHEOEEE 1 RAIET
FECT 5. BEEIIKAM T TCOREDND 5 % EMEFILDS, ERGISH IO TAB S %
FEIRCTH ), FHRIIHATH 5.

2007 A2 D HSE T b BEF A FTHEE (enzyme replacement therapy ; ERT) 258 A 41, $FI12FL
WAL TR ZIEHE o T D, IBREPHES N LI2L ), REOBHMES L
D, HHICEI SN B ZTwb, T2, SV REMICEAT220ICHERY AR 7Y —
SV TONBRBETRELOB S H L. SikiE, FRASNDIER S IEEMIZE 25
ZEDTHEIING.

—F, BEEZFHMETLEMIENIESL 2K, FRMBHICOREL TV, 4%
FEHIE b RO ~NIROZW, ERICEDDLZENEL b ETFHREND.

DExEFE 2, ZEOBRESADPELL, LRANVOMRENZERE2Z T ON572002,
HARTA v OVEREFT R o7, AHA R T4 VI3RHERILIC D  E# (evidence-based
medicine ; EBM) (ZHIJ - TR L 7.

WBRIZ, RBITA R T4 AIBRROMERMROEE T O TRINIC L ek Lz, @#d 2K
EThb, Tl sCIEE, A R4 DWW T TIRE W 2 W s —dod, FRER
T, BRNCH 72 TR0 723M L RO T 4 12 EH T 5.

BIHARTA L, ZEOZOHRIIE LEEHESA, TKE FREOEEZIILD,
DI ADBNETHINC LV EO NI Z MR ENTEB Y, & 5700 CEHH
LETFBEEDIZ, TOTARTA YHPEHERBLZE LT, RUFOBEIARITRKIED
QOL FH OGN bZ 2 L L V- TW5.
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iv]

RKAHA KT A &, [Minds BT A K I 4 AMEROFF & 20142 5HI12 LT, fE%
Tolz, WX 1S D7) =4 )V 7 T AF 3 >~ (clinical question ; CQ) IZXF LT, ¥ AT
~T A v 7 L ¥ 2 — (systematic review ; SR) 1T\, HEREAREL TWD. CQ I, FHKDOH
YT = — RS T % EERGIK A (key clinical issues) & 74 FF 4 YMEREB R TH
FIL, ZNEDLICREL. BIA NI A4 %, ERMIITHEREICE L CHESAEZ L TT
WA A, R 2% (Pompe disease) (2 B\ TIXB I A, S &8 Yy 7 TH D720,
IO D EERIREL LCTIY 7z, HBEROMERIZH 2o T, CQDT Y+ LI
SR 4TV, T ODRERIZE D W THEREAMER L 72, &N ERORSICEHLTIE, 1 F
T4 M EEEBO#RIC L g L7

1 JUZAIVIIRAF 3V (CQ)DRE

CQ DIERLEEF & LC, PICO(P : patients, problem, population, I : interventions, C : comparisons,
controls, comparators, O : outcomes) # FIV> TV A N7 v T %175 7.

FNENOT Y ML LT, [MAEZTHBEICLoTCLEORERELEZONS
MlEFHEL72. HBUE1~9mE L, BEAEHWIEIEZDOT Y M AIRERIZE o TEE
AN E T HHEXTRIRL 72 1~ 3 mUE[EZE TIE %\ (not important) |, 4 ~ 6 JIX[E
i (important) |, 7 ~ 9 X[ F K (critical) J & L CHHH L TEBRICSR 2179 77 b A 4, [HE
b D L[ERIZLDIH LT o 72

2 MHREER

FVEMBE S F — 7 — FaPuE L, HHMBRHEME B EERN KA MERE v 5 —)
12 & DA A MER L 72, MEDLINE (PubMED), [ % Hh Juf st (B k) & Fvs Tk L 7z,
R AIREAR DR TH Y, BAE2LHBEUER (randomized controlled trial ; RCT) 72 &1 l3 &
AEFIEL RS, TR TR — MIFESCESRBIFE L 22 5. 21 & 135112 Cochrane
review RO EE LJEBIERE BIEREE ORIV EL & Lz, kA2 ) —=2 7
IMEZER & SRZEZBDMT, AEY R EBI L7z, kA2 ) —= 2 7% SRERD
1TV, RAIIZ SR 21T o 7z

3 IEFVAOEODHT

ZIVEF Y AQEOFMICE LT, 240 SR BZBN K 4 Tz T, KT RISHA
L7z, 2973V ACELTOT =7 Ofifit, Minds TOt I F—%5i L7 SREHR
WHEFTATY 7 b “R” 12T “metaphor”, “Formula”, “Matrix” % il L TI79 FETH - 7225,
FEBZIIA S TF) P ARLT) ZTORCT i NIFEL o7z, 5B CQITK L TIUE
L 2723 R_RCOMEHE %2, A/ BERBEEOMASDEEIIT 7 b7 28, HETF1 >~
ICEHI L, ZOMETF DD EI YT Y ARMKE LT, RENRMES ZHREL.
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UF Y ABEOTE T v A0 E OWEILX, RCT T EEMIA (5R) 172> & 374 % Bt L
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ifC(E9) I HRtE L, FARICEHEA T2 STEHBICOWCEHE L 72, FICEEli% FiF 5
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B E
RYNRIFIETA YV — LEER, B o7 )32 ¥ — ¥ (acid a-glucosidase ;
GAA) DBILT (GAA) ZHAZ X ) FIET 5 F kLSRN0 RAH R
JET®H 5. GAADEHTH L7 ) a =7 Y HElki, I LHzEnI 4y —
LZERL, WIRT, FER, OHER EERET 5.

m R

GAAWEXTA VYV —2NTT ) a—7r a5l T 2BETH), 50D
FAV—LNIZT) A= RERL, T4V — AHEE L2ty 5.
ITANVF—REAREEICES RIS T2V, IRLES AV ) — 405
Il EEE L7206 L, HAKTAEL L, BUBRECHLIRL 251V —
AHERL, T4V — AOFRREESHRENICRB S ND Z 82Xy, Fi%
B EOWIESEITT A EEZONTWE, T4V —NEY s3I hay
N T 7% EONRE D RT H72D27 4 V=2 L)Y A 7 VT bF —
k7 7 ¥ — (autophagy) OWEMEDEE 2% H 25T D, KN TILGAA X
HICE VAL LZMBENOF — N7 7 ¥ — OBE A BB G & BEREOBIEICR &
CHELTwaEEZLNTWAY,

i - BRI

BEIRREIR D FEBURE, AR & 70 2 B RAE R R0 BR PR A 8 | I PR AT I R 15 1 & B3
B, FSRERH A & FLIRR () & 2SR ONER B X O AR 125 s s,

FURENISEEBFERIBET, BOILH EBRHNREST L. 2F0FEHLH
BORICT, GOER, BERELGHE, FFERZRO, HAREEIZBWTIE, A
4x DAREIZ X D % DIEFNE 1 R ICIETET 57,

TEEET UNREY & g AR S, FRAFEER G QER D 40 % i) 2 H 3 5. %R
EATEOEMHEBENO I F /T -2 2L, @FELHITREI N2, ERIIRE
Bl L D s, NERNE, AR S HFEME TORET, TS ED
B COHETEDLHIEZ RO WL D ER L, —MAIZ 6 2 HUBRDOIIETH




K RBEOHE

L. AN, FEMPSRABRINE CICRET 2 BB TR T. EREORIESE
MR ERRIEIRD A7 b7 BIFIR L, 60 ~ 70 RTHIET HIEG S B 5. IFILH
FEROFHlSEZE TH O, MU O IR T, FFRER AL 9
52 ENL\. BiE, Gowers BifE, BIKEH 2 L4270 5.

ERERIRE & B2HR

—MEAEIC BT, FLURAITIX, AST, ALT, IiE 2 L7 F ¥ % F—+¥(CK)
O L5 BtEF N v AFIRATF R (BNP) O LA AL NS, MLF CK MEIE,
% { D8 10,000 UL Kiii T 4. FLREIORGHES X #Rds TOER, (LEXT
EPIEDIRIEOBEKR, PR BIFEORE, QRS DEEMAHLNL. Ll MR
A CEENE S ILROK T A A b5,

FEFEMTILME CK O LA AR SN L, RS REM A Tk & & &S =
(forced vital capacity ; FVC) DK T AR 54, LA CORIEMIZ I LIEVAL T D
MEMEAS L VIR 5. B CT TIEIRIIZ L) CTEOZALRL MDA 5
N5, HENTIIHEEZLEZRD, I+ P=—WEIALNLEZ LN 5.

FREAR A X, FARMENICER AR A 7 7 ¥ — R GE O B A S I, 2l
|21 periodic acid-Schiff (PAS) B¢l EME (7)) 2 =7 V) DER L T b, 85
BOLNMIIERERO LN LB LD, BARRT 7 & —BiEHER Mg E A
HAEOIFAED B ORI E 2 5.

TEERZWT L GAA DI FIGIEDT OFEM T 72130 K & 7 5 GAA ElRFAR
DORFEIZE Y R ENAE. BERWGMEMEIZIZY) v ERe B, SMESEME 2 v

9. VY NEROBRIGEEEZ T HIVER=Z2Z2RIMLUET 5. GAA BinT D
BRI VWD, STHEREZH2IT). ERMNOBEICE VT, HRIEE
(pseudodeficiency) IZ DV CTHEET 5L B 5. w7 E &2 s L T
WIS L, BRIEET LV (p. G576S) DIER %47 .

FLIBT R & L T Werdnig-Hoffmann (W-H) ¥, & OMOBEERE, oKt
IANF— I AN TG EDH A, W-HIFTIZIME CKHIZIER TH 5.
BT Y A a7 4 —RZ OMOHERE L OFRPLETH 5.

RIEFEFZ OB TR BH (T V7V sy =BTV 7 7)I2 L AL
{#: (enzyme replacement therapy ; ERT) Z 47 9. 28 (2 1 [8], 20 mg/kg O ki
HEEIT).

EREH OB EST S L AN FHNERZ G 5 2 LN e h) LS
HEEZONDY. MAT, 44770y NTHGAAHKE UGS 5 5 232
By bbb, EGYEREYH (cross-reactive immunologic material ; CRIM) @

S ERT ORI RIS 35, CRIM MO FEBNIIFLIERI O —FIZ A 55 H5,

~

I3



al

KURHOBE

BER AN APk % A L, ERT ORENFHES L. 20 L) RIET
IR EREDSRAONL Z L 05D 5.

M BB & R, FEIBERE (K3 2 574l & EFZ AT IR N 7 —3 3
Y RVEGHE A B R E O, IR AT T30 50 12 (non-invasive positive pres-
sure ventilation ; NPPV) 72 &% LEZIE UCATH . DIIEICR L, MR b 17
bits.
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RTINS (10)

@EFRIR > NIRCIIHRIEFT RIS ARRMDTIBEMN DD T D, BMDIEHDIFE
ELUTREBZINBRBEZHRELIEL10)

Rl =L

R RIFOFERIZ, JHEYE O J. C. Pompe 2% 1932 4E12, LEKEZ &7 L THE
C LA oEIAMARIC BT, FHRZEREEOLZ LImERET 5. 221
7)) 3= Y HBER L T LREMERGED, R R RS 508, BRIRER
GAA ftEE & 12, FRHEMAREICB W TH AR U RFITFLER A 6 5 £ T A
N7 FIAERBELTEY, BERERYAFOFIIE, EREROLVIGEEND
5.

FURBLR » ~IF O FIH L CTld % < OffAEIC 2200 % 520, HiiBElEZ o720
WCHZETH D05, R NFOBWIL, GAATEEOKT 2 iEHT %72, RV <JH
FRIESRCTHMOELETEREZM T LVICRETS I EICL > THEENS.
ZWHEE D 720 ORBEL IR DO E DT 2 ERT L LEND 5.
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R RIFOZWIC BT B AR OARINEICE T 2 E VI E Ty A% H L
7ot I, FLURIR VT, FEIICHOR L 72 A 7 7 7 — B 4taly
WOz, ThbbI AV —AhALN, ERNICIE, AN~ hF2) - 2F
TV (HE) Jb THREICHM SN L AER ZYE L, periodic acid-Schiff (PAS) 4fh
M E CH L 7)) a—r o RERT L. —F, ABELRY ~FTIX, FRH0
AP, FLIBENZ CBEE Cla AR, AR TR 2 22 % B0 w2 L 0%
WY M R AT L IR R ELR V{17 B0 D B 30 % DFEBI TN % RO
Bpo Tzl VAR EERRE L AF38 BID D b, REEFEI B D012,
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10 B2 BT 2 W HOBHERDPUETH > 72 L OBE Db b, F72, BERE
¥ ~YFTCIE, Gomori-trichrome 28312 & 5 et TR g3 A MfuE AR RH S
59 KU GFOBTFHEMEBERETIE, V) a—Frr, BFEEOSVWHEE S
AEGA I —LRF— T 7T —LhHLNET.

Db Z &b, BERIAR VA~ TR AT XA BEMEO TR 5 7290,
ZW D7D DAL L TR 2 HESE L 20w,

FUBELR Y RIFTIEBM O DICHIETH 505, FEEZWICIE GAA IHHEDK
TRAHT 2 ENLETH L s, Al REEEHEA, KEmzE Hwv
TANR—=RERIML TAT ) BERIERINE Z 97179 2 L s s,

LEOREAENRERE, LV REEI SV, BO0121E, #@EiiTS
N7z,

HRZERKRICAVDBRDEER]
B Oz0I12IE, FRENLZREN AR TH L0, HETROA TR, EH
FTRAS, R IFOIRREREITORE RS 2 ) R TEETH 5.

X #

1) BEPESL - BRRO 72O OfFNEE. 48 4 . HARBESHHAE, 2014 1 133-138.

2) =AEHLSE PH—= BRI X BB R 29 BT L iERE, 2009 1 87-91.

3) Laforét P, Nicolino M, Eymard PB, et al - Juvenile and adult-onset acid maltase deficiency in
France - genotype-phenotype correlation. Neurology 2000 ; 55 © 1122-1128.

4) Vissing J, Lukacs Z : StraubDiagnosis of Pompe disease : muscle biopsy vs blood-based assays.
JAMA Neurol 2013 70 - 923-927.

5) Muller-Felber W, Horvath R, Gempel K, et al : Late onset Pompe disease  clinical and neurophysio-
logical spectrum of 38 patients including long-term follow-up in 18 patients. Neuromuscul Disord
2007 ;17 : 698-706.

6) Tsuburaya RS, Monma K, Oya Y, et al : Acid phosphatase-positive globular inclusions is a good di-
agnostic marker for two patients with adult-onset Pompe disease lacking disease specific pathology.
Neuromuscul Disord 2012 ; 22 : 389-393.

7) Schoser BG, Miiller-Hocker J, Horvath R, ef al : Adult-onset glycogen storage disease type 2 : clini-
co-pathological phenotype revisited. Neuropathol Appl Neurobiol 2007 ; 33 : 544-559.

%R - SEICLETRER]
1 PubMed (5% 2016 £ 8 8 30 B) HAR] 1966 ~ 2016

#01 “Glycogen Storage Disease Type Il/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

17



8l

SYZANIIZF 3~ (CQ)

Pompe Disease* [TTAB] OR Pompe's Disease* [TIAB] OR Pompes Disease* [TTAB] OR Acid Alpha
Glucosidase Deficienc* [TIAB] OR Acid Maltase Deficienc* [TIAB] OR Alpha 1, 4 Glucosidase
Deficienc* [TIAB] OR Alpha-Glucosidase Deficienc* [TITAB] OR Deficiency of Alpha Glucosidase*
#08 | [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

REAER 339 1.

2 EPEWeb(#®R3R2016E88308) MM 1977 ~ 2016 &

#01 | FEER Y/ THand (SH =321, EMREZHT, X KRS, MESTMEARIERCNT, BERZH, RIES)

#02 | #EIFJR 11 L / TA or Pompe J& / TA or 7R >//XJ% / TA or #EFIR 2 BY or 2 BUERSR / TA

#03 #1 or #2

#04 | #3 and (%A% / TH or ZE4% / TA or )\A Z T —/ TA)

#05 | #3 and (REREZ / TH or #BREZ / TA or MEEMERREE / TA)

#06 | #3 and (B4EH / TH or B4&HH / TA)

#07 | #3 and (BFEEMIBREE / TH or BT TEMEE / TA or BER/ TA)

#08 | #3and (HB{EF/TH or BB{EMA /TA or ECEE /TA)

#09 | #3 and (RIEZHIIRER / TA or BHIRER / TA or JRIEZHIRE / TA)

#10 #4 or #5 or #6 or #7 or #8 or #9

RERIER 126 4.

[ERIER]
10 A0 EYEIE 0.
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ca?2

RYNROEZHICSWNT, BIEMO GAAEIEAIEFERAD ?

HR

MU NRROZHC BV TERIKID GAA SEIEAIEIFERTH D (1A)

[Bx - B89]

R IFOZWHAIEEN: a- 7V a2 7 — B (GAA) TEEIEfTbN b, HitH
TEIMER, #RHEF MG, AR BRI EH oA L L THW LT E 7275,
AR TIEIEAR AR 2 FH 72 GAA TG ERIE DS TR & 72 o 72, JEAKINLO GAA G
HERIEDSR V ~IFOZWNZ BV THERTH % 0T L7z

(fBsh - TEFVR]

TEARIMARAR %2 FI 0 72 GAA TEMEIIE X, R NRoZkiEs LT, 20f A%
MG SN TV D, BRI, 7EEICH 7> TRINED D 7%  RED/N S W
Z &, BIENED TMENBE R 2 s, BICHERY AR ) —= v s
RNAVAZ AT ) ==V TRBIZHWOLNLTW S, BETIE, 2005 F20 5
MRIMARAR % IV 72 GAA TEPERIEIC X 2 B ICFLIRTIR V2 xf R & L7284k
W AZA 7 ) == 7 %BE L TWA. Chien 5" OHETIE, 132,538 4 DHE
Wizt LTAZ ) —= v 7% ER L, 121 %0.091 %) H—KAZ ) —=> 7B
TETHY, 4% RIFEMESH SNz T2, BEMESNIED 2 h o 7.
72, Niu 6707 ) —7E, R % H T 402,281 ZOFER~Y A A Y
V==V 7 RERL, RIKBDPAZ ) ==V ZHEEEHE SN, 1) v ERke
GAA {EUEME, GAA BA&TFIRNT, WimBERT L7 &7 & Ff& i 7 A3 FLI ALK &~
NPF, 20 KA DSEIERLR VG, 294 £ 03 AR (B R IG PR A3 TR B 0 o> 10 ~
20 % BRETH 505, RUNRBOIERE R E R WHEN) THhoz b HEL TV 5.
BRBIR Y AIFONA ) AT A7) — =2 7134 ) 7T DS sk FAEE5E T
WEENTWEY, BRERDOZWEZ LT F %+ —¥ (CK) LE, ZHro-oh
WM H IR T OWF AL 721EW T 2 £ 5 1,051 BT, JERKIMR
KD GAA THEHMEIZ L A A7) —= v 7 aftwv, 20 FIAskatE & ks i, #in
FREHTIC LD 17 BIAEFETR O R EMEEZ T S N7z, 20 X ) IR A
w72 GAATETERIE X R _IFOZW, FFIZAZ ) == 7I2BWwT, €0
HARAMWATREN TS, —J, &E, G, BRI, BRHEEEMUETSH 5
BV AIFOFER & 2 S %[ 548 (pseudodeficiency) | & FHEIL 2 £ FHASATD
¥3 ~4 % AFAET 5. IBRIMIEE V72 GAATEEIIE TIX, Shs oBRIE
LRV IFEE L OB SHEE R G H Y, A7) == ZIZBW TRk L
HEENDZ EHDH D, Shigeto HV1E, IEMKIMRIEPSOANEF T L 2 HEFELT
GAATEMEZMET 22 LICX ), 18 HDOR » NJFHEFH L 70 ORI %
FTRTENTREEL L2 E2HELTWD, Oda 5V1F, 496 & DR % (15/K18
15 44) & 29 DR ¥ 95 B E O UEMIMARAE 2 0f R I GAA THHEIIE 21TV, IEE

o
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SYZANIIZF 3~ (CQ)

EPEME O IR RER, HES, pHILZMAGHLEL 2 LI2X), BEESRI
03%2%) THholzbfitii LTWwah. BEICHESNIZAZ ) —= v FRAET
(&, FEEZ WO 72O IO FE 2 7z GAA TEEINE, HimEb L <13 GAA
BIZ T 2 FEL TV 5

(HRZRKRICAVDEDERR]

PEARIMARARIC X 5 GAATEMERIEOBICIE, HEHZ EE2HAVTGAADT A
VA DO EERINL T, GAA DA ERET 5 LENDH L. BT TILIEMIL
BfkIZ & 5 GAATEHIEIXBHICAZ ) —= v Fid e LCERL, HEDE

2k VIR E L ALRR, ARMESE MRS & V72 GAA TEIENE L < 1E GAA
AR TENT 24T

(3 &

1) Chien YH, Chiang SC, Zhang XK, et al : Early detection of Pompe disease by newborn screening is
feasible - results from the Taiwan screening program. Pediatrics 2008 : 122 : e39-45.

2) Yang CF, Liu HC, Hsu TR, ef al : A large-scale nationwide newborn screening program for Pompe
disease in Taiwan : towards effective diagnosis and treatment. Am J Med Genet A 2014 ; 164A : 54-
61.

3) Musumeci O, la Marca G, Spada M : Italian GSD II group : LOPED study : looking for an early di-
agnosis in a late-onset Pompe disease high-risk population. J Neurol Neurosurg Psychiatry 2016 .
87 :5-11.

4) Shigeto S, Katafuchi T, Okada Y, ef al : Improved assay for differential diagnosis between Pompe
disease and acid o.-glucosidase pseudodeficiency on dried blood spots. Mol Genet Metab 2011 .
103 - 12-17.

5) Oda E, Tanaka T, Migita O, Kosuga M, et al - Newborn screening for Pompe disease in Japan. Mol
Genet Metab 2011 ; 104 - 560-565.

[RFRR - SEICULEZREN]
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" [TIAB] OR “Glycogenosis Type II" [TTAB] 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 EPFEWeb(#&RF2016F 8831 8) MR 1977 ~ 2016 &F

#01 | #EFER B/ TH and (SH =327, BIRESHT, X 1RE2IT, METIEAZIEH, @BEREh, RIES)

402 (AEJE% 11 22 / TA or Pompe J& / TA or 7R >/7Xf& / TA or FERHR 2 B or 2 BUYERSR / TA) and (GEHA
[TAor iRE /TAor T AN /TAor AV U—Z2T | TA)

#03 #1 or #2

404 #3 and (FZJRIMABAARE / TH or F2/RMEEBHIARE / TA or JEHEIN / TA or AR/ TA or E2ARMT
RAR Y MEE /TA)

405 #3 and (Alpha-Glucosidases / TH or Alpha-Glucosidase / TA or 77 JU 7 7 - J )L 5 —1 / TA or
Maltase / TA or X )L5—1 / TA)

#06 | #3 and (BESRAITE / TH or BESRAITE / TA or BESREME / TA or BESRIRE / TA or BESR 77w 24/ TA)

207 #3and GMERAIU—Z2VJ ITHor TERROU—Z2V T | TA ot FTERTY AR U—Z2 7
ITAor TERY R - AUU—Z2T | TA)

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

TRERIER | 134 #F.

[FRIER]

"8

Ao EEIE .
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ca3

RYNRICRERTSRIEEID ?

HER

ORECH T DRIEFAE [BRAFTEA(ERT)IICKD, £FX, QOL DENER
HH5NS(B)
@OERI(CH T DREFNABICRDBENEZRUIETET VX FEWNTEL D)

121

(BR8]

—MRIABEEIC B VT, WIS & MRk E AR R 7R £ AT
LRI EZRGT 52 LI2X 0, BRRHERAEIMEONL . FURRIAR Y
(&, EROHETLEMTH Y, FWBW - REBESTRUGEICER L EZEZ N
L. BIERTABEDO T OIWHER~Y AR ) ==V IHRE/BENTEBY, FIERE
# (ERT) OF DS S Tn b,

(fEsh - TEFVRA]

RV AIFITRT BBIERERIZOWTIE, FIERYAAZ ) -2 712Xk
FAEDF AR R LM S, EHIZERT X G A2 LI1CLkY, 4
[f3 QOL 72 & DU FE# RO -8 hid A, BB Chien 5%, #HAEIR~ 2R
V==K ERT H2S 40 HIZEIERZE S, FEEE I 0IER
e ER Y AREEEIRO B AR NS, HHIC ERT % BG L 725U IR RIR >~
NIFEE 6B (14 ~ 32 20 H OWBFEMM) &, RIEFRHEAR >V ~EE 1Bl EK
BB L OEERAER O B ICZ I S - FUERUR V<R E 10 BlicowT, &
(3, HIBRITE, WRERIERA R L EOTRIZOVWTHERL TWwWa., 21Ul &
5L, SEERIZWHECIE, BT RE R, A LIMPRERIEREE OAFRIZBW
T, Mo 2 BEE L CHEZRWHD O 57z [ L < Chien 5137, #rklR
RAAZ ) == I L) SSERTZE S L, &0 RINCERRAEIR % fRO e W A TR
6 H2>5 34 H (FFufii 16 H) IZ ERT % F4h L 72 FLERR & A9 10 B O RfIR
fEAK, MAMEE AR ICIE L T b 28 ~90 A H (FFULfl 63 0 H) O GBI
TRISIERIGEAGIEICB W T, A=W E 2423 (left ventricular mass index ;
LVMD), HEAfrs, BARATE, IWRERIERAES, EERBEEOT A VA F— 2,
MURTT ARG 72 EASEE, IEHALT 2 2 L 2WEL T 5. BEOHND 7 v — 77
X, IrAER~YAZZ ) —= 0 712K ) AL 1156 H = 3.4 H T, A1k 11.92
H(&E#6~23 H)ICERT ZBIE L7224, Bk 7 )V —TOEERELY) 7 L
7T ¥ F—¥(CK), FLERMIKFEEZ (LDH), ASTfiE, FEA T —)b, Mk
REAE MG, FERERCN T APEELE R EDNEHICHE L2 EHMELTBY, 3E
BAHEIE LD RIS T 2 &, L) FPROWENEONDL I EEZREL TS,
EFERIAR ¥ ~PFEF TR T 2 FERERNGEIC & 2 A7 =R O UE L FERAETT DI 2
EORRER R LG E R, 2, O A R4 0 TIE, BEREEKR R
FiEZ TS A FERTO ERT REIO 2V ERBWEN TV S L DOAH 54,
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HERZBRKICAVDERDEER]

Chien 571, FAEFTIEMEED S { DFEBIT 2 i AR\ IR T 298 4 127880
S, IRETE, EHEOBERLHESAONDL LHEL WD, 20720, LR
BIR & AR B FERTER ORI FRIIAHTH 5.

32 #R

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

4) Cupler EJ, Berger KI, Leshner RT, er al - Consensus treatment recommendations for late-onset
Pompe disease. AANEM Consensus Committee on Late-onset Pompe Disease. Muscle Nerve 2012
45 © 319-333.

5) Barba-Romero MA, Barrot E, Bautista-Lorite J, et al : Clinical guidelines for late-onset Pompe dis-

ease Clinical guidelines for late-onset Pompe disease. Rev Neurol 2012 . 54 : 497-507.

The MENA Pompe Working Group : Al Jasmi F, Al Jumah M, Alqarni F, et al - Diagnosis and treat-

ment of late-onset Pompe disease in the Middle East and North Africa region : consensus recommen-

dations from an expert group. BMC Neurology 2015 : 15 © 205.
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[(RFR - BEICULEIREN]
1 PubMed(#% 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 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* [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(#RZR 20168831 8) HE 1977 ~ 2016 &

#01 | FERAR IZY/ THand (SH=)8%, EWEA NARNEE BERA BIHRER)

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

H02 A or O/ TA or T/ TA)
#03 #1 or #2
04 #3and TERAIU—Z2VT I THor iIERATU—Z2V T 1 TA or FIERN AR O -2

/TA or FIERY A - ROU—Z7T I TA)

#05 | #3 and (FEAEREN A / TH or HA / TA or FEAERT / TA)

[13



SYZANIIZF 3~ (CQ)

‘ #06 ‘#40r#5

IRERIGER 1 30 .

[(ERIER]
e A0 EBIEO.

14



JY=HNIIZF3~(CQ)

ca4

BRMTRERRINROERTFRELEIT D ?

HER

DIRRICHT SHRMIFEERD S, ERTFREUETE, | U LOEEEER
FEERID, EORROEEES UTHERSNS (1B)

@BRICH IS ERT [$, ERTPRERBSLDTRMNGD, AEES UTHEES
N3 (18)

[B= - 869

R IFOEMT RIS S ERT OfE &, LMo 3k — FFE L EBE 0
RPETHY), TETVALNVOFEVEREEZDRV. LerLadrs, oM
HC, ANBOAGTFEIUEL TV D, EBRERCNLA - AR O T,
BRI, ERER, 120X 75 ) Y ADPELET LD, EaFHRICE L TN
BRI E AR THE L TITZ L TV 25 I3IERm I v,

(f25% - TEFVR]

R IFIZATS S ERT OEMGFRICET 205812, ZETF Y AL XVOE:
WFZEIIER 1S D e v2s, FURANC B 2D 3 & — MFFERBIZEEDIT L A
EFTRTOMET1IRDEE CTHEAFTLEEDHV ERHROIT Wb, 2003 4F
@ van den Hout 5" @ HAREOWZETlE, BHREOAIREIA V5o 1%l - F
THETHEEIES ~8 % EMESNTWA. FHITH LT, Klinge 5713 2005
FEOREBIEFEIRE T, ERT 1T\ 1A CAAF L7z 2 Bl 2 s L, 2007 4
@ Kishnani 5¥® 7 & — MR TIE, FLIZRIAR > ~J% T ERT 247> 72 18 i<
TH 1 DBEE CTHEAL, 156X 18 B UIBEE THAF L, Cox T CIIFETLY
A7 %99 % MY EEEHMELTVDE, RUVNFEELLELDITA VT — LR
RIRDSHEITLCLE D) LIEBAIRDZ L B2 LD, Ry RIZBVT
bEMGE»HME LT, B~ AR 2 ) —= v 727w, EREO ERT
DWFEATHIL TS, 2009 4ED Chien HYDFAR Y A7) —= > 7 THW
L 7-7LIR 5 5 Bl Bfse cld, &flT40 A AT L T b L& L
Twh. £72, Chen 5”1%, ERTEARTOILIER 26 B10 ) b 1 B LD E A7
H30.1 % THorzZk, K5 HhH T TITHEBEMNAN LR E ZNDREICEEN
ALZZBIZH T THIT L 72 25, W ofEd 14 BIaB25 1 DI $ THAAF
L7278, 20k, EE5 P RUBETHELZRG L0 5 2 fICIEE % 78D
22 lds, Bt 5 AL TO ERT Tl BRI R % 2o 2 Wi itk %
BRLCWA, F72, RUyoYRTIE, RESHEREYE (cross-reactive immuno-
logic material ; CRIM) DA #E:12 & D GRFER ICHT2VMEDOE LR T EEL L
ZEAHSNTHEY, Kishnani 5% @ 2010 4F O 5 T, CRIM By ik 21 61 &
CRIM &M 11 BITHEIT L7722 25, @326l 9 5 31 61(96.9 %) 55 1 i LA £
THAFL, 1K TOLEIL CRIM BED 1 BITH o7z, R JFOEIERF T
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16 ||

NI gR % 3 %25, CRIM FatERECTIZEfI2s 1 bl L THEFL, 16
B < 20 B1(95.2 %) BN TSR CTdh o7z, — D CRIM &R T 11
Bl 5 BT 1L ET, 2o N TS & 7% - 72

FEFER (/NJRT & gl AT AR > 95 D BERT & AR PRI 285 1d, /NER
ERABTHEENTVS S DT E A EHEIEL %\ 75, Gungor 57 D 2013 4F
DIFNIIAR 2 ~FFIZ$ 5 TR — MFZEICK 5 &, BRTIZAFICHE L Cfakk)
AL %59 BART &5 (N — FH041) EHELTHY, Schoser 5¥D 2 & 7
F1) AT, AR TORERY) A7 %79 % & TF 845 (= FIbo0.21) &t
HELTW5.

DiE@D X912, ERT EHR ¥ ~IFOAEM T4 2 i3 S & 5 W REMEA S 5 %%, ERT
O FAGES, IR OEITEE (FFIC N TR OF B LA E DR E), CRIM OF
e EDBHEIE BT 2L ERON 5.

R EERICAVDEDEER)
ERT G IC O AR EZ FEO 70, fi iR EEERE 0TS I X ) LE~D
BN & OB EOBIE S 20 BN H V), FERET S,

(32 #

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 I, 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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[RFRR - BEICULEITREN]
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* [TTAB] OR surviv¥[TIAB] OR
morbidit* [TIAB] OR lethalit* [TIAB])

IRFRIER 1 99 #F.

2 EPFEWeb(#&RF%2016F 8831 8) B 1977 ~ 2016 F

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

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

#03 | #1or#2

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

405 #4 and (BET-ZR / TH or TERER / TH or JET-ZR / TA or 45173 / TA or TEJRER / TA or TEEEZ / TA or
TR / TA or E7FHIAR / TA or ET7 34T / TA or L / TA or a5 T4 / TA)

RERIER 1 17 .

[ERER]
T 8 ANTT 0 TUEIE 1.
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cab

BRMIRAFR Y NROIEREEEZENET DD ?

R

OFLIREIDIFIRERE TN I S BERMTCEOR (ERT) (&, ks T U —HIRDEFTICHWNT
OB LD RIFFHERZRL TS (10)

@EBEFILDIFIREEE(CXT D ERT (&, SHEMEEFVC), WikaT U —HBEED
FEATICHEWVT, Rk DITIRKEEZ RIFICRTF 9 © (1B)

[(Bx - 886

BRI BT 2REN RO EORB 2R L LT, MbEae [ ) S
1 (forced vital capacity ; FVC) ] Dl % %> N TR #F O LB O Rl 2SS 1T
W R AFIERAERTIE D SA, ERTVHE SN T2 H 5 R # L
THY, BHOWEEERIZET 2ME0 7% S, —EICIEEGEEONR 2 B
ML 2 INTVDE, INBLAYTFY VAT 5.

(#2558 - TEFVR]

FURBALCBI L CIE, RIZEBKDL L%, AEOIFR— MIROMEDATH
%. 2015 4E® Chien 5", 2016 4FE 0 Yang 5% D#3CIZ X 1112, ventilator free sur-
vival (ZHEGRRE, BEAIERA 5 SILERT 2 J 72 BFICIL L€, #iEl~ A
A7) == FIZTE R ENEIHIZ ERT % BfG L 728D 1T 9 25 & 2B 7
BAECTH L. LLads, MEEARD V%, BEHMIRESIN TS/
O, COMBEICEAL TS b2 MERLELEEZ NS,

BERENZH L TCHOY AT T4 v 27 LE2—Tld, MiShTwseEkiciz—
R CHEAE AL I $ 50E% (randomized controlled trial ; RCT) & & TN THBY, IE
B D HEHEICE LT ORMNETE 5TV D . 2013 4£O Toscano 513 ERT |2
M35 124 O3k — MiFFEx MET L C, FVCIZEEDREBID 51.6 % T L
13.7 % TAZ, 347 % TEALL 72 &G LT b, N LR ER O LZE L2k
DFEBI D 59.1 % TELH L, 364 % TAZ, 45% TEALLIZEHMEL TV,
2016 4E @ Schoser 51, TAFEEEIL 2 4 A 212 %FVC 75 1.4 % 35S 5753 414
WZIZBEER O R S, WREIECIE 12 2 HBI21E23 %, 48 HHBIZIZ 6.2 %
T2 &8s LT 5, & BGHEED %FVC ED A1 12 20 H Tld 4.5%
T, 64ETIR 6D IR LZEDZ ETH B, NTIRERD LB L HERRIEC
WL L, WGHEHECTRETH- 72, WEHICBVWTOEMICAL L FVCIHET T
B0, BEHIEEEDIE ) BZ OB T OIEAKE W & RS L.

Z O OREFIC L IUL, WIRIREEEOREICERT XA TH L EEZ LN
5.

BERZERRICAVSBRDIEER]
IR FURBICRS 7, KRR LB 27272 518, ERT 13433 A~



JY=HNIIZF3~(CQ)

ONLREGHREELEZON, WHERT 2. LarLl, iholEzE, L) &
WIRIEEIC T 5 7:0121E, SHRIMRAPULETHLEEZONL. TEL2T
FINZ ERT ZBlG$ 2 2 2%, IRAERICE L TH L) Lvwifkzd 632
LiE, HEHIREZATHDLLEEZOND.

X #

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

[RFR - BEICUEITREN]
1 PubMed (%% 2016 £ 8 8 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*
#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

TRERIGER © 65 fF.
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2 EPFEWeb(#&RF2016F 8831 8) HRE 1977 ~ 2016 F

#01 | #EE IEL / TH and (SH=BE, EWEE, SNRINELE BEEE BEREE)

w00 (FEEHR 112 / TA or PompefR / TA or TR >//XJ" / TA or #EEHR 284 or 2BUREFSR / TA) and AR/
TA or BEE / TA or ST A / TA)

#03 | #1 or#2

#04 | #3 and (BESRIETTREOE / TH or BRMFREIE / TA)

#05 | #4 and (A TMOK / TH or A TIFORES / TH or ATFEK / TA)

406 #4 and (BZEMEIR / TH or FZEMEIR / TA or FZEHES / TA or BEEANTIEWR / TA or FEEATIES /
TA or SUB[ZE / TA or IEKUFZE / TA or NPPV / TA or IPPV / TA)

sy | Hhand (FEIREREE / TH or MEORERSE / TA or FEIRESIE / TA or Y11/ TA or FERIFEIR / TA or &L
& /TA)
#4 and (BEZREIFIERAITE / TH or BEZRATFNE / TA or JULAAF T X ~NU—/ TA or IR / TA

sz | BEZRIEE / TA or BESRAITE / TA or ZEERGREIAE / TA or ZEERGREE / TA or IIFPTEE
{BERER / TA or ZER(ERERAIE / TA or TF 2L —Y 3V EZH—/ TA or COEE / TA or CO, 8|
TE / TA or [IFA CO, / TA)

#09 | #4 and (FPURASEEARES / TH or FEORASAE / TA or FHEEE / TA or AlfEHEEE / TA)

#10 | #4 and (RUBEREZR / TH or KUERKZ: / TA or ik / TA or FEIRERREZY / TA or L50ERX / TA)

1 #4 and (FEEBAZREDEA / TH or TEEMIREE / TA or REENBEZREDE / TA or REEFEREDE / TA or
“home oxygen therapy’/ TA or HOT / TA)

#12 | #4 and ((FFOK / TH or IR / TA)

#13 #5 or #6 or #7 or #8 or #9 or #10 or #12

IRERIER © 31 .

[FRIER]

"9

Ao EEIE 1.
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CQ6

BRAITRAEDREZAET DD ?

HER

OARR(CHBWVT, EBERMTTEL (ERD) (FESFREE S NET DOlAeH N2 (1B)
@EFRBCHBWT, ERT (& 6 DEHITCTOSH TR ZET D (1A)
@EFRA(CHBUT, ERT [FEBIEEHZNET D (1B)

[B=x - B89]

TIVINAYT—ET N7 7 iz 7)) a—r gko 4y — AR I X
% ERT 3R ¥ ~JFIZHIS D 5 ME— DIRIFEETH 5. EEPERRICIZ—EDOHE)
DR ENT VB, MRFEBUIEGE, FHMHE, BXOWREEICENSH 5.

s - TEFTVRA]

RYANJFICKT 5 ERT OF MG E TR ORI N, WEALE—T 2T
NV O B A 1) HOViRER (AGLU 1602) T 18 BH 13 BIAAAT, $:R 0 7 &
R LY. BITTREIC 2 o 72 130D B 7 61(40 %) H3E B 6 BRkE |2 A AT 0]
Be7 o 727, SEETOBIFRETIE, 1 UL EOEF 10 Flh 4 BI2SBTTRETSH -
72V EEDEOIZL D EIIOWTIE, A OEN L E RIS RIED Y
(cross-reactive immunologic material : CRIM) & O B8 ST 5. G
BOEWT OWETTlE, RO T A=V 7)) a—7r v BEREOMIE LT
Wkl BIREROUERL CHBEL, 7)) a—7 r OFERMIPEE REREO
139 DB GHEA BV E LTWwaY, F72, CRIMBMEERE TIE, Flsks v
I CHLMBR TV N ALY T —ET IV T 7 6T AHEEESER SN, G
FUSHEAEIZ A5, CRIM BHEHOBBRIUSIEE T 570, s
70N a—UAHRIBE N T WA,

EREOBREOERBING, BIGERZICIEIIF L 13822 ->TL 5. 6 AR
WCHEBEERHB SN, SHUETAEFEL TS 11 FIOFIEZ TIX, 285 CRIM
balk, 7 ADMARTTRE, 10 ADS TR %2, 4 A iz L Tz, Th
S ORMNGHEGI T, SR ERMETE, KRRV L, R
Gl BabmhnAiz e n”.

EHEA T, EEEEOREIIOWTYATY T4 v 7 LE2—YT 6k
TR OLEATREN TV, 171 % (BEMEIE3 ~75 2 A), 1220 ABOM
BT, "= AIHBL 43 m, {HEEZUT 2h o206 L 59 m OuE
MWHALNT WA EIL 20 2 ABRICHN, ZO%RLEHEMEIHELZ EhLY,
LIRS OEHFEHSLE L\, BRI 2 M— B4 7T & Rxt g
7 B% (Late-Onset Treatment Study : LOTS #5#) T 6 4 MAAT TId A E 2L %
RL72Y. LOTS SEROkIZ2TIE, ERT ORI 104 8 F CHE S0,

6 7 M AAT AL O EEFERE 12 DO W T EFIE S 4 T, RS —F Tk,
LOTS R CIRRERMHHOEE LR L RBIE SN ar 72", FELRTY M
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AT TIE, REMH T AN, BHEHC X B8 E™", GSGC (Gait,
Stairs, Gower, Chair)'’, modified Gowers’ test' 7 & TARI 2 DA BAEHIR &
NTV 5B~ FA—OFETHEIREN Lo 2R S HEELTB Y, &
GEB OIRERBIGM S 2 ERET 2D H 5.

FLIREL L B2 0 BT T PR E IR R IS B % RT3 Rettid A <,
PO RERE I 1A 2 AR EN T B

R ERKICAVDIBEDERS]

DL 7 WIFOEINE SEEERE IS T AR RS L, BREIZWAIERICE
BChDH. —7, EEIEEEIT T B EFRDREILT L OO 2% 5 Wil REE
BHY, TiehBHEORMPEERE, EIRZ LA &% L -HmEE %
H 2 0ED 5. BRMIHREILEEREED A% & T HEM TR, OIREREE U
HY D720 RTA KF4 U[I-CQ 3~ 5]ZM), EEKEOUEL LW &%
b o THBEDO T % Jd 5 _RE TlE %W,

(X #

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, ef 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. Genetr Med 2012 : 14 : 800-810.

8) Schoser B, Stewart A, Kanters S, ef 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 ; 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.

[RFR - BEICULEIRERN]
1 PubMed(#% 2016 F9 82 8) HiR 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 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])

#05

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

#06

#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])

#07

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

#08

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

#09

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

#10

#4 AND (Brooke scale* [TIAB] OR Vignos scale* [TIAB] OR Brooke score* [TIAB] OR “Vignos
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 #8 OR #9

TRERIER - 65 fF.

2 EPFEWeb(iRFE2016F9828) #1977 ~ 2016 F

#01 | ERE AL/ TH and (SH=AE, EWEE, ARWEE BEELA BEHREL)

400 (¥E[EHR 12 / TA or Pompel& / TA or 1h>//NJF / TA or $ERER 284 or 28UMERSR / TA) and GAREE/
TA or A / TA or TN/ TA)

#03 | #1or#2

#04 | #3 and (BEREFROL / TH or EESRRFEIE / TA)
#4 and (93 / TH or 5715t / TH or 571/ TA or #8771/ TA or EFHIFIT A b/ TH or FEFHHSIT A

#05 b/ TA or EFHHIIIERE / TA or J\> RNV R E A FEX—%—/ TA or "Hand Held Dynamometer”
/ TA)

[ 23
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#4 and CEBETTHER / TH or EBIETTER / TA or BENWEEE / TA or TV IA—5—BETFHER /
TAor ATV ITAN/TAor ML w RZJUFT AN/ TA or 6MWT / TA or 605177 A N/ TA or

06 6 BHITHER / TA or 6 EHATERRER / TA or TIVIX—FEf /TAor LY RZ)LEBE
BT A/ TA or EBENEER / TA or EENMIMEFLER / TA or EEIMEES / TA or EBIETT / TA or /]
TAN/TA or BERETILIA RY /TA or BEEEEE SR / TA or LEET/LIXA MUT X b
/ TA or ZBREE{EZESTET A N/ TA or BEIDERIE / TA or BEREM / TH or EBENEM / TA)

#07 | #4 and GEEPFIEE / TH or BENSLAE / TA or BENFGE / TA)

08 #4 and (“Medical Research Council” / TA or MRC / TA) and (scale / TA or score / TA or 47—/l / TA
or A7/ TA or REE / TA)

%00 #4 and (Vignos / TA or Walton / TA or Gardner / TA or Medwin / TA or Brooke / TA) and (534E / TA or
S8R/ TA or 7 AN/ TA or 277 —JU / TA or A7 / TA or RE / TA)

#10 | #4 and (55 / TH or &35 / TA)

#11 #5 or #6 or #7 or #10

IRFRIGER © 24 1.

[(ERIER]

"9

Ao EEIR.
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ca7

BRMTRERR Y NKROOEZIEI DD ?

HER

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

5(10)

Hx - B8

FURBIR 1%, AREM S OIEREME) 2 &%\, ERT AA#IGIC 7% -
TIEVEH DD, —EIRTH 5 ORI HEBEIRICEH L T ET Y ADE
v*%ﬁi FHEAEL V. Lo L, GEFHED S 3 ST 2 RO BIET e O
&AL, ERTIZLHECHEHTHL EENTRS

(R - TEFTVR]

R ARIE, FER & BRAEROMEIC L ) AR & BRI IN D,
FLIBEIDIZ E A EFT T, FBRERO—EBORERNOIHIEZ 720 4. FLERLR
Y AIFDOFHIEIZHTE R RO HET 52 b D b hiu, HrARIIDREICEES
5b0bdH%. Klinge 5D 2005 4E O T, FLIZH 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, £ % 1) 7) 206 b MG SN T 5. 2009 4E O Chen” & D FL
WAL 40 Bl OIS FE DR LU, CIGE JIK T [ ZE BRI 3R (left ventricular
ejection fraction ; LVEF) < 40 %] % i8> 72 b D3 EHZ S AU TH Y, A4S
MR%EA Y M4 7 & LT, ERT OB CTHE L, A% 5 2 H DI CHER
WBL72 560, At s AR THERKR L 46, FER~AZA ) —=20 7%
Wi s BIOFE 14 BICHEBREERFT L& 25, &FIClitt) b)) 7 AFRRT
F K (BNP) DX T & HIICFE0, FE1 2 % Bk < 60T LVMI O3 (178.05 g/m’
— 72.1 g/m’) ZFBH7-. LA L, ERT BHRICEE 146109 5 6 61(43 %) TA
BIRE D72, 20D b 3 FHIRICMAREIRZ 8072 7, Banugaria 5° 1%
2011 4R 42, FLIUREY 34 112k L 28 7 SIS 1 92 9% W) ' (cross-reactive immunologic
material ; CRIM) DA & FLRM O THHE L, EPUAMTE A2 CRIM Ba1E#EC,
EFICEWEZAHAETTHEREICLVMI 2MET L7z, BHEATHOHEL 2T 560208
RSN THDY, Ishigaki 571%, ERTICL WV EHEZF LR LN TLHEDR
[ERtEL-EHmELTND

4R E LT, ERT 75, $RICFLEEIR O AR LHIEZWHE ST D &) i

LT 5.

HRZBRRICAVDEDIEIER]
ERT 7%, K >, FRIZFLRAILAR ¥ RO OHIEZ E S DL EZE XTIV,
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HEWRS AR ) — = TR % & T e GRG0 ¥ 5 o A0 RS
VB Z ¥ CRIM @ﬁﬁﬁ’??ﬁ%@?ﬁ%ﬂ FLIBENAEE B TOREIROME R &
ERT %179 BSIZIE T2 ET A LBV D 5.

X #

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

2) 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.

3) 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.

4) 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.

5) 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.
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#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 I, 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" [TTAB] 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 ("Cardiomyopathies” [Mesh] OR cardiomyopath* [TTAB] OR myocardial disease* [TTAB] OR

#05 .
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
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#01 | #EFEW A/ THand (SH =8, EWEE SNBNEL BFEEE BERES

400 (HEE 11 2 / TA or Pompe J55 / TA or 7R >/7XJ% / TA or #E[RUR 2 B or 2 BUAERNK / TA) and GAE
/TA or J&& / TA or /TN / TA)

#03 | #1 or#2

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

405 #4 and (DVERYRER / TH or IDVERERER / TA or IDERAE / TA or /IDEFIZESE / TA or [DERTHAZFESS / TA or 1D
S / TA or IDAAREE / TA or [DARRZ / TA)

406 #4 and ODVAK / TH or [OIAK / TA or [DEAEA / TA or IDBEA / TA or 500 / TA or IDZEAEK / TA
or DA / TA or KUDVE / TA or RDWEAE / 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 DT J— / TA or (DMERBER / TA or /DI T J— / TA or BBERL/ TA

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

400 TF R/TA or BEIF NUDLFIRNRTF R/ TA or BT MU D AFRRTF R/ TA or Bt
MU LFIRR TS A R/ TA or BAIEFIERNRTF R/ TA or lXAT ~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 (BEB X #RE2HT / TH or BIEB X #% / TA or B LR / TA or MBS T v & A#R / TA or BEBL >/
N2 1 TA or BIEB LR / TA)

#12 #5 or #6 or #7 or #8 or #9 or #10 or #11
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1 PubMed(#3% 2016 £9 8 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])

#1 OR #2

#04

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

#05

#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
cerebral angiopath* [TIAB] OR intracranial arterial disease® [TTAB] 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])

#07

#4 AND (“Cerebrovascular Circulation” [Mesh] OR cerebrovascular circulation* [TIAB] OR
cerebrovascular reactivit* [TIAB] OR cerebral blood flow* [TIAB])

#08

#4 AND (“Magnetic Resonance Imaging” [Mesh] OR “Cerebral Angiography” [Mesh] OR Magnetic
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

TRERIGR 40 fF.

2 EPEWeb(#RFR 20165 98168) HB 1977 ~ 2016 &

#01 | #EFER 0B/ THand (SH =A%, EWEL SNENELE BIELA BERELS

“00 (AEJE% 11 2L / TA or Pompe J& / TA or 7R >//XJ& / TA or FERHR 2 B or 2 BUYERSR / TA) and CAE
/ TA or BSE / TA or T/ TA)

#03 #1 or #2

#04 | #3 and (BESRMTEDE / TH or BERAAFRDE / TA)
#4 and (ANINEFEE / TH or BXIMERES / TA or RANENIRITEK / TA or RRANBIAREAIZEAE / TA or

#05 | BENIMERAZELEE / TA or BXIMERE / TA or INIMERZ / TA or ITEERFES / TA or IXTEER
A2/ TA or BB IORTRES / TA)

406 #4 and (ZKEBSE / TH or 7KBB / TA or BYZEHAK / TA or NSEEIIRIAK / TA or NSBENIRIAK / TA or i
[REDIRILA / TA)
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#07

#4 and (AMKEZE / TA or FREMAMEZEE / TA or KE MEZE / TA or INIMEIEZE / TA or KKEREZE / TA or
EIRIIBZE / TA or BUERTEIFEE / TA or ST HBZE/ TH or TV FT1EZE / TA or T FZH1/ TA or
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TA or /\EBMEFEZE / TA or /I\EMZER / TA or BRESMAEZE / TA or ENAREE / TA or MM / TA or fXAY
HAIMM / TA or BEZPAHI / TA or IR NIMAE / TA or FEAR FHIM / TA)

#08

#4 and (838 CT / TH or 5820 CT / TA or ¥ CT / TA or MRI / TH or 5828 MRI / TA or 5855 MRA /
TA or BYIMENEF / TH or AMIMEDHEF / TA ORIQ/ TA)

#09

#4 and ("BfT ODIEF)"/ TH or :B1T / TA or AIMIFEE / TH or #5HIER / AL or TEIAEIR / TH or 1T
B)EE /AL or FEES / TH or FZEREE / TA or FZEHLT / TA)

#10

#6 or #8 or #9
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#01 | "Glycogen Storage Disease Type Il/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] )

405 #4 AND ("Magnetic Resonance Spectroscopy” [Mesh] OR magnetic resonance spectroscop® [TIAB]
OR MRS [TIAB])

406 #4 AND ("White Matter’ [Mesh] OR white matter* [TIAB] OR “Myelin Sheath” [Mesh] OR Myelin
Sheath* [TTAB] OR “Myelin Proteins” [Mesh] OR Myelin Protein* [TTAB] OR myelination* [TTAB])

#07 #5 OR #6
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#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* [TTAB])
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#4 AND (“Hearing Aids” [Mesh] OR hearing aid* [TTAB] OR ear mold* [TTAB])

#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
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2) Bernstein DL, Bialer MG, Mehta L, ef 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) FEEE, KEEEAT - BEEE 1A (Pompe %) O BEE M FCHEEE /NI AN EE 2000
70 : 467-469.
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(RFR - BEICUEITREN]
1 PubMed(#%3% 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

TRERHIGR 125 1.

2 EPFEWeb(#RFR2016F98178) HRE 1977 ~ 2016 F

#01

BRI 2L/ THand (SH =6, EWEE SNRNEL BRRRE BEHREE)

#02

(FEBSR 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 (BERATTESE / TH or BESRIBFTEEE / TA)

#05

#4 and (1 / TH or T / TA or ZKAHE / TA or EE / TA)

#06

#4 and (SREKFE / TH or REK / TA or {KRE / TA or REXZ / TA or KEAE / TA or REANR
EB/TA)

#07

#4 and (BMI / TH or BMI/TA or “Body Mass Index” / TA or {REE5#1 / TA or FA&IEEL/ TA or 7 I~
L—18%8/TA)

#08

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

#09

#4 and (ARIEE / TH or RESE / TA or BREIAER / TA or BEREE / TA or HREH / TA or R
H0H / TA or KBRS / TA)

#10

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

#11

#4 and GHIEZSAEIR / TA or BISEIR / TA)

#12

#5 or #6 or #8

IREHER 9 fF.

[ERIER]

"9
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JY=HNIIZF3~(CQ)

CQ 9-2 | BRAEREE IR YNFOSHECHIBSEELENETZH ?

HER
EESRATEEDE (ERT) IR NROE SRS ZiiE LIV (E L D)

[Bx - B89]

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

SUNRPFBREOBRIAGHTIE, BEEERIZITENI
X D FLERIE L IFORES *i#&%?é#85

(fEsH - TEFTVR]

ERT % 52U} 728 ¥ % O R [ 55 (2 B 3 2 BE0E 25 b L8 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 ¥~y E o R4
B 4 B3 RTII BT, RO IIKT & & b IR 2 565 0 S5 s,
MEEELRoY. BEEEDOB D 2 FHIXER (bulbar muscle) O B RERE 5 &
ZRONDY, FUREAR ¥ ~HIEB OB ORELIZ OV T OHE 7% <, ERT
AT 21 20 A #2 O B NEBI T O OFFE TIXEBE D7) T =7 » OEFEHHE
HETVRY, RUJ{/ v 779 MY ADOHKGIZIRED ) a—r v 0E
BAEEDTHEY, ERT 2475 THEMHIILH L Tz’ TR R0 75 120
$H7) A= VERERRIZIL, BEHANO ) =7 Y REMRIFE N EE R
5N, RCTH LRV ENLIET Y AZZLWY, TRHEDWAN, /v o7
v b ZAOIFEET R 2 S 3RS A ERT DFIRIIZ L WEZEZONL.

[(HERERKRICBVDIEBDEESR]
ERT ORI R TE Wiz, SiEREENRLE R S,

X #K

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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(RFR - BEICUEITREN]
1 PubMed(#%3% 2016 £9 B 17 B) HAR 1966 ~ 2016 &

#01 | "Glycogen Storage Disease Type II / therapy” [Mesh]
(Pompe Disease* [TIAB] OR Pompe’s Disease* [TITAB] 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 11" [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 (“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

IRERIER 1 2 fF.

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

#1 | HEERIE/THand (SH =A%, EWEL SNENELE BIELE BERELS)

500 (¥EER 11 24 / TA or Pompe J5 / TA or 7R >/7XJ& / TA or $EIRIR 2 BY or 2 BUHERNR / TA) and GAEE
/TA or % / TA or 7T A / TA)

#03 #1 or #2

#04 | #3 and (BESRMTTHEUA / TH or BERIIFOEDE / TA)

405 #4 and (FEEEEE / TH or FFEES / TA or BEEE / TA or REEES / TA or BEENL) / TA or 18
BERS / TA or EXKIT/ TA)

06 #4 and (BEE / TH or SEE / TA or BIEEAE / TA or FASF / TA or FARIESEEAE / TA or FIRU4E
E7 / TA or 8275 / TA or BAZEMSEE / TA or BIZEMEF / TA or BISREE / TA or BISFE / TA)
#4 and (SEBYE / TH or S38JE / TA or SBEZ / TA or IREEEEE / TA or SEEIEIR / TA or S38ED

#07 ==mpere stt=m
L)/ TA or S3BFEHS / TA or $835 / TA)

#08 | #4 and (SEBRET / TH or S5E1RE / TA or SBHEAET A N/ TA or SEBEHEEIRE / TA)

IRERIGER 1 3 .

[ERIER]

"9

Ao BEBIE L




JY=HNIIZF3~(CQ)

R NI BN CER AT OB RS RO B I8
CQ10 | gyz1m-

HedE
FERIYRARIU—ZVJTRBEIN, £RES(CERMIELERT) BRIBIN/C
FLIREBE, REUCTHHSRBESINBIKDBEENRNEL, FHHTHESAES
NEBELODFEOLRIVNDT, 1 HCHEKHBINETHD. EFHECHVTH ERT
HIRFHBHIEWVE DD KD EBNIZHIRNERODD T UICS T ICHIRTNETHD
(1B)

[B= - 869

FTA V= LNHOERTIE, IO ERT BRI & SNTw5D, L LA s,
FBWIETFT Y ATEDOI ENFHHEINTWALEBEIZZE 2\, ERT & WOlho
BLREDPIIOVTHIER DD L BT,

(@75 - TEFTVRA]

BHEEOA AT 288, FLERZNRICL2 D DD RED 2 DOl
BPOLERINTVL, BETER Y NFOHFER~Y AR ) —= 0 T EFT-5T
Wh7z, FAERBREINIR Y IR E NS,

BADOWA L E L BERFEDP S OHETH 5. 206,088 % DFEWTH >~
WEr A7) —=v 7 Le6BlxiBh, 2095 5HIET TITUIHEZ RS, FHHIC
HATT A FLBEICTH - 72, 18512 ERT % Fildh L 72 QARG H s Fg 216 H).
FNHIERFI L, FRREREL ) IR EIERT Z B L 72 10 61(2 ~ 6 20 A TiH#E
FiR) DGR RE I L T 5. BIENMIE 14 ~352AThos. FiER~
ARY ) == FTHEE SN S BNLBIEM R I GIER, FimEsIERIL L
EIFEDIEE Tho 7z, A TRIGEREIRBRICERL SN0 AEEIT R
Mo 72h(p = 0.4785), MWL ZFIEARLE M A = T BN 5B S 7z (p =
0.06). F7z, BITFBLAEEICE,-72(p = 0.0063). LiEXD, #FER<AR
)=y ZIZE ) BRsneplg, ERMBZRICEBH SN L) PRI VWE
fimwm L C\Wh, ZOZ7NV—T1F, ZOREMLZES 10 B2 RICEHO T —
7 (28 ~90 7 H, MRME3NPH)bFEELTBY, FERYAZI) -7
THERINIONITRTHEL, WRGHRESER <, BRIERTRIS B LY &
I (p = 0.028), FMRERIFRA AL (p < 0.0 ITAEICET LR TH-
72 LCwh, HEAEFIZHEIZZWE LTWDLYS, EEOmET, IR
i, WEEEEL RO LBEFFEELY. 1272, BEEEICT L IS HR
R KO FERT (40 mgkg, FEHE) THELH 72 LTWEY. 72, Ho
FERZ B MRI T #6BHE LT 5Y,

BEOMO 7V — 7 (BILBEENR AR L5 T A A TERTE 51
LAN—T Y N HECTHAERY AR ) —= v 7% 4757259 R L LT,
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40/

ELNBERFOREBE LY 10 I ERPICBI, BETEL L)1k -7 (P92
WrHESE 116 H). X REINEELZFHG LTI LT F o 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) O FFIIMEAETH 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/, BRI
FNHRS 3 2 PUiAl & Ao 72, BN BERFORE & OB TIE, BTG i
EAEICE (119 £ 1.0 vs. 15.15 £ 293 P < 0.05), ZHMEREA I 7 ITHEILH
< (105.0 = 12.07 vs. 82 = 9.42 P < 0.05), ERT filff 2 14D CK I3 A ZITMKA -
721227 (#iPH 138 ~ 1,082)] vs. 1,032 (#fiPH 492 ~ 1,700 P < 0.05). FFE &b, #L
W DR ~IFIZBWTIITRE R R ) B OGEMB S PRI L wEHmTE
. 7272 ERE oS ERI AR A L He i 5B (randomized controlled trial ; RCT) Tl 7
{, BARY A NVaFr— b, MERERE O ETH B, FLBTR Y ~IFD
ERT I ZHMMTHLI L aE2 5L, +HHITET Y A% > CRINGHEOE
BMINEH SN W2 5.

EHEANCE L Cldd — 7> I NOVE TR H 0, IR EE~ O R IEFE
WIFE X (p = 0.007) & OHENDH B

HERERKICAVIEDERR]

R~ ZAA ) —= 7 THIRB EZ W SN EIXE S ICERT 2 MG 5
EWV) FIZOVWTIRETRDO R WE ZAZ LR YD, BRI LB S NHE1Tw
ORFET DD % FMTEY, ERTHED Y 4 IV 73t F 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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[RFRR - BEICULEITREN]
1 PubMed (%% 2016 £9 817 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) HE 1977 ~ 2016 &

#01 | AR IIEL/THand (SH =8K, E¥WEL ., NRNEE BERE BRERES

400 (FEES 1L 2L / TA or Pompe 3% / TA or TR>/7X95 / TA or $ERSR 2 B! or 2 BUFEERRT / TA) and CAE
/ TA or & / TA or ST\ / TA)

#03 | #1 or#2

#04 | #3 and (BEREFTROE / TH or EESRAFEDE / 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 IFIRETR / TA or HUEDE / TA or [FIREDE / TA or RA T X T In / TA)

#07 | #4 and (3517 / TH or 5THARS / TA or ST OTREHARS / 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 1 14 .

[HRIER]
w1 Au o EBIEo.
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RYNRICBNT, ELFEEEBRERFEOAWRICKETD

R
HIRBRANR T, ECFREOEES, BRHFTEE(ERT) DMRZAEHT DXE

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

42

[Ex - 88691

Bt o- 7 )V a3 5 — X (GAA) BIE T OFFEDLRIIH L, K ¥ ~JFD ERT #°
BRITHD L) Ty Ad vy, —7, BREANIH T 5 & loHk s E
EENDA, ERT OREDESND 2 LA, WS &N, ERT BT
ENMOFEE FEET 2 BETERIIOVTHIR SN TWS"Y. HifkowEdc
L, SEEAREONREIRE Y SN T WD D, PEEEEZTFHIL, b
THIEDVHRTHS.

FEFERIR » ~IFIZB W TIE, “exercise” gene & ERT OF XM & OBIEIZEI T 5
Wend %.

(B - TEFVR]

BERAHNRT T 2 WM OPESEAE SN S Z LI2X ), ERT OREAFHE
END . BEZRAN T BB I OPUREEA: X, 287 FUSVEREY) E (cross-reactive
immunologic material ;: CRIM) BIEDGEIZETIZA SN S, CRIM &1, {4/
THy PTH GAAPURIC L o CRR#EESNL Y VXV HOZ L THY, CRIM &
PEDBEHZ TIE GAA ¥ VX7 EHPHEAE L 72\, CRIM BV EE R E AT 1 %
il OFLEIAR » ~"JFEFEO—EHTH Y, GAA BIZTOMT LIVIZT 2y A
BRI AR 2N T L 7L =03 7 VERSLEB OV ORER LD
BAIZCRIMBBIEE 7 5 2 L %Y KT, CRIM Bk E 2 2R TId
p.Arg854X, ¢.525delT 7°% { #iiF ST %

Zod, FURKR Y RIFTIL, ERT OR)FER BIEE A B LD LT %2 Tl
T272012, EETHEZRET S ZEWERTH L. WOk TIE, CRIM BEERE
BRYNIFEEDZ ~4% EHEENTVWE, TNET, HAETILCRIME
MHEHEORE L2\,

BRBR Y AJFIZOWT, T o IF 7 vy VEREES (ACE) BIZF D4R &
HEEMEICEL, TEFYALOLIEE L WAL, 90 BV B XU 16 B 0
ARG E LGN H D, ACE BIZT- DO D /D ST ERT DESEN1/1%
Bl 1/DEICIE L TH 5 EHMESNTWD. D/ D ZRITIEIMAE A
L, BEHEAOBEH~OERI BT L LERZINTVWE. b OB,
ERFIERED R — 2T A OMATEI R 2 REWDH 1), & 5 72 HRGEDS U2
Thb.



JY=HNIIZF3~(CQ)

HERERKRICAWVDEDIER]
ERT ORI RGBT L, HEBGRHHZ CooRT3EBL, L) Iw
ERT D& R % BKT HULEDH 5.

(3 WA

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.

[RFRR - BEICULEZREN]
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])

#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 f+.
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2 EPFEWeb(RFE2016F9R8178) HRE 1977 ~ 2016 &F

#01 | BRI/ THand (SH =88, EWEE SPINEE BERELA BREHRER)

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

#02 .
/ TA or % / TA or /T A/ TA)

#03 | #1 or #2

#04 | #3 and (BESRHTTEDL / TH or BESRIBTSRESE / TA)

#05 | #4 and QEETEY / THor BT /TAor 7'/ AT ITAor VT /5 AT/ TA)

#06 | #4 and (BTS2t / TA and 252 / TA) or CRIM / TA)

#07 | #4and (BE/THor ZE/TA or BLTEE /TA)

#08 | #4 and GEGT / TH or iB{GF / TA)

#09 #5 or #6 or #7 or #8

TRERHER 1 23 1.

[ERIER]
10 A0 BYBIE .
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CQ 12 | BESEWEFRIYNRKICHETESZH?

HER
MRUNRICH T DREBRE(EY /OB DR FEENM, HTEEHDE) ([CDL
TRIEFTVRADEL, #HRUEWVWC EZERT 5 (20)

Hx - B8

R AIRICHT 5 BFEEOMIEIZOVWTIE, CRETIIESY v X7 BOR)E
WZOWTOMEDH B, MEIEA %L, TEFTVALNLnInd Edzn
CQ DEETIE, EFREIC L ZAEEEIHA 3 28R, RV 220 FBiRh#
BATRE) OUGE IR T 25058, HALZHEIRIZ 3 2 858255 1 S 7258, Famet:
fi gD FBih A, HALEHER IS T 2R RIC OV THRET L 7202813 e 2o 72,
RYRIFITRT 5 BEFHFEICOVTO—FORLFIE, Ky GRHITERT 55
BEIC L) & VXD Y — 0 F = N=DTLET L 720, EE VS EHEEIR
B, BIUWHOUGEICEGTLNEV)IBETH L. Ry JFICHT 5 AHHE
F(E 5 237 ) I2OWTOREERIRICOWT, REBI, Si7eE ot Iz
WTORIRIZOWTHRE L2/ R, B8 o3y AaMEERN, & 5 WwIdkiThE
DYFHIZHEGTHEVIHLNLR I YT Y AR D SN LN 7.

pus;

-

(#&s% - TEFVR]

R 2 BEFEEES 37 B) ORFICE LT, 2 DORKRIZEC
DWTHEET L7z, 1 D IX B FE A 70 1 (enzyme replacement therapy ; ERT) B %8 Hif
DEHOIIETE S /87 BOHRDIHFIZOWTIHELZSDTHY Y, 91
DI ERT &L &5 /37 & - BERE LA G DEZIHBEONRIC OV TONZE
THol?. EY Xy AHMTOMIETIE, BAFRER Y ~FHBEE 5 6 (B4
Bl, ZHEIEDIZOWTHRETLTBY, B8 vy ZICX WIRE, IR,
G & R E EEIIED SN o 72", ERT L &4 V37 £ - BRI
A EDE M TIE, MARIEOR Y _IWEF 4 BICOWTHRE L, &5
VORT - BRI CENTELAYTIAT VAR EQ6 B &, [
BHA AT S TE Lo TI4T ¥ AREH(86) % e
LTBY, av 7947 Y ARIFHIZBOT, Mi#EEEZ b - THRITH
GO AEEHTONIOUELZRD L ENTWED, FiEEICOWTIEA
HAEEBO L, -72Y. HIIIOWTIE, ERT HHOBEETHWET L L0 5,
B N IO EIIEHG L TW AP AHTHL. 5D Enb,
RUAIFIIRTT B8 S vy ERRED, KRR, &5V 2 s S
HEW)ITIETFT VY AF L, RYNIFICHTHE S /87 R R TE RV,

ERZRRICAVDRDEER]
R IREEORBREICE LTI, REOMBIZ OV TIIFRITERE TN & Z
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Eld K, EEORBHE THELRVEEZONS, Lal, Ry ETCIEA
WeTRENCHEEARD DL I ENDH DI Lhs, HLOBEHEITOVTEHEL, &F
e, KEFFOW IR T 2 LEN D 5.

X #

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.

(BRI - 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*
400 [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]) AND
(diet[TIAB] OR dieta* [TIAB] OR food* [TIAB])

#03 | #1 OR#2
HERIESR 1 31 4.

b FRERMEATS, ™R KB, R, EIpEE
#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* [TITAB] 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 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* [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

IRERIGER 1 51 1.
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2 EPFEWeb(#&RFR2016F98188) MR 1977 ~ 2016 &F

a BEBEX
#01 | #EEUR 1B/ TH and (SH =BEEE)
#02 | #EFUR 11 2L/ TH and BEBESA / TH
#03 (RERR I¥ # / TA or Pompe % / TA or 7R >//Nfi / TA or $EER 2 B4 or 2 BIMERFR / TA) and CAE
/TA or f&& / TA or /T A / TA) and BZ8 / TA
#04 #1 or #2 or #3

BRERER 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 #ERAR 2 BY or 2 BIERSR / TA

#15 | #13 or #14

16 #15 and (Hfﬁﬁ -BE T/ TH or RS [1ERHK / TA or BRERERTN / TA or B NIERHRA / TA or K5 (Al
K/ TA or FRERIERTR / TA)

#17 | #15and (T / TH or ™/ TA or ZKER{E / TA or BUfE / TA)

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

#19 | #15and (AZE / TH or {AEE / TA)

#20 | #15 and GBENEIE / TH or BEDEIE / TA or EBEIREAE / TA)

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

TRERIER 1 11

[FRIER]

1] 10

Ao EEIEo.
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CQ 13 | BREWEIRYNRKICHETESZN?

R

ORIET TR SEEES BRI Dfcdh, HEFHN S0, BREEEINAICLD
ANVyF, 8158, BIEXRBOFERICKDITRE - RIETHZHET S (1C)

@QEZFEINAICEKD, BAKIDEVLANILTCOERBRES) PAREREZ T2 CAN
TEEEENESDIRDIRUICLDEBREZHET B (20)

OBRFAEMEBDLURH CTHUWVERCKDBLEEZRMT © C =R UIFL)

(10)

48]

[E= - 869

RYRFICBIT 2HAFREOMIEIIA %R, TET VALV Thd &<
v, RYNIRIZBIT 2 HFREO—FOMOEL EBAMICED, T4V —
LAPEEINT, Pio THEENELOTIIAVREWV)BIHRTHL. L2 F
TOREBEMATREPE V) T F Y A2IEZ L, EBRISEBIEMIZ X )RR
BT L EWVIHEDL V., ORI RIFOHA FF4 2 TlE, RUwe
B OMTEOFGEEL X - TEBICBITARBRL Y, — RO EmERICE
VF B — A 72 BB T B & BETESERR TG & &0 2 BB X OSRHR I R
YAYRICAERATH BRI TV S, IREOHEET, K YREE
OEBREETIE, BOIIHIKT EHZEMPERTH D, H D FEO LB
BERGREREL LT EEZLNTVAY.

(fBs% - TEFTVR]

R GFICRT L IR OFNEICET A BT v A2 f Lzt id %
Vo BER R, EEEAIC X D HMIBNO ) a—-r Y RER LT AV Y — A
DPREL T, HEEPEESTLZVAZ$EZONLD, FELZO L) G
v, FE 72, BEFEMIFOHE (enzyme replacement therapy ; ERT) Tld, ERT Oiffifig
WIZHLD sAARR 7)) O =7 VEEICIE, & AREOHIGEEESLELEZ b
Twa. R NROMEDZHEATA K74 2 Th, K2 AGHME OIFREICBE S
REBEDLHLD, HPAMA T4 —%IILDETEH, — B E TR EI
FTRRWEIEN TH D L ENTNH™,

BAEE B OZ B LT, FLRA, ERAEOWFNIZB W T ER)5EE
KRB R IR O 72 OIHET 2B D B, R 2 GF T OFE IR E T A A
WKIRINCAE T2, ELES DMK TEL L2 b4, IBREROL
7, BEIICOEAEZELL 2 2B 5. FLRTITIRRE, TIREALE
OB T o5 2 Ehs, KM, iz, WREAEE, EEENEK, B
HetaZ e &% &7 L3\, ERT TEMISHEHE I 727U AR Cix, 2RO
T & BB A R D w1255 <, R BIETIN R AL & I BAEE i o & 0F 2SR
I2Z\v. CREBEEHTIEAS AV TH LY. NEBEICB LTI, B
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kE OHEATE N2 5 72012, 55 T2 B (ankle-foot orthosis ; AFO) % 1Z L& &
LHTEREOMFHRA MLy FAHIEI TV ST,

EEEIIRIA L2 ), BRE AN TIE, L) —BEER TS LB
N3H 278, HEmIs b —EOMIPHEEEII L E L EZ b, FEOME T,
R ~GFIEB R O BRI MR O IZRIEA 2 <, HomiLiel, $abb
FLRAEH e ETHBILL CZAVF—FIHT L2BIPMERNZ LD oo T
2% 2%, B YFOEEREIE T, F) a—F VO RREORETIE R
BULICHIET EHERDICE S RSN TWE, BN EmEESNIL, 7
DEALBEEN 2 WHEL )L ENLEF L WVWEEZONS. ERT 2 T
BEEINRE LT, KELEBFEOAEDMZ ML 2ETIE, &y vy,
EIRE, R EERL, L- 7=y 2&0O%K5 L-aHREE, KAD
ALABEIEEALANLT, Ly FIVOERE FOER % &bw T 1
kST L 72 E, COAXA =2 — %l L2EBEITT T M —REEZROPUGE L
WSE L dr o 72 BEEAL L 22 LS H B £72, DHTIIH B, ERT
DENBIDBENRADBE AR IE L L WEEOI VT A= — A LY
FRAMER) Y L72L 2A, THROBIEHAREICEMZ2ZE 2272000,
SERFHIME, 6 PHSITOREILELZEVIRELDH LY. LirL, #
RO I N & B R OMUBELY F A % M > T, ERT $£5 /2 BB &7 2
175 72WF9eCld, Wi CZALA e o722, 2015 FE D 23 & &% RIZ L, 12 8
DEMRFEE)C & 2 HEB)E 2 2T 7 IFEMHBR T, MR EERE I ICIIKE %
WED L polzb DD, BEDFHR, ZEAVEICHEEEY S > THHEVALNT:
LHEENTBEYY, [V — 7 OHE TIRRAREENE R HEEIYE L7
ELHEE L TWAY ERT it 2 23 - B0 Ik — MFETIL, TV T A—F —
7 EOBEERIE M IIAT o TW A BEFE DT ) AE LT 6 TR EE DY H
R QAVARANGE: & WA

a2 HIE, AL DRV L XV OERRER) T, WRERHZETE D DD,
DEOAMOEE Z AT Z L AR SN DY DROEEIEN X ) BT,
WaEinL <, A3 ~5HIZRKD 7TEHBEEOER L., TLITX—F—%
IKIKZe EMNERIIFHERZE SN L, BRI VRN LV HRTE LTiE, 09,
RREMREE=4) 7 EHRNEERELSEZ1235. /2, E#molE
WCRELT, AAICk W RR L7720, MHETHIUIH RS2 EEMR & —i12,
FRROE= S — &M, FRICIERBIRE, WAL CET 5 2 L 2 HET 5,
FLBRIZBWTHREETH 5.

1T &8 X7 R 2 AR LWIEST, EHoBEELIES 720, ##T
LHRETHY, BRI WAFREIIIT> IR 54w,

HERZRKICAVSERDIEER
B ETHHE TN & B IRAY 2 BB RE 2T B 72002, RITE D A b Ly T
FHBEREONAEEET 5. B ZESEICH LTI, frick iRz
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0,

BADOKEZE=F ) > 7 LoD, HAFELICL 57077 ARENEE

L, ORI, JEREREICEE TS5, AADPRLL, EWHEZELERVLY
NIVOEEIHIR L 2D, Fih e R 5720 O &) mbFEIIER 5
ETH5.

(XX

1)
2)
3)

)

5)

6)

7)

8)
9)
10)

11)

12)

13)

14)

15)

16)

k]
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, ez 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
Phys Med Rehabil 2002 : 81 : S187-195.
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[RFRR - BEICULEITREN]
1 PubMed (%% 2016 £9 8 18 B) HARI 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

RRERIGR 1 37 .

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

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

0 (#EER 1 2L / TA or Pompe J% / TA or 7 >/7NJ% / TA or #EER 2 BY or 2 BRERK / TA) and (B
X / TA or YIEEDE / TA)

403 AEFRAS 1L 2L/ TH and (BEE) / TH or EENEE / TH or 5E / TH or 1573/ TH or A/R—Y / TH
or BUEBNANT / TH or FARES - Z=H&1% / TH or ZHE / TH)
(¥R 1 2L / TA or Pompe % / TA or 7\ >/7NJR / TA or #EEUR 2 BY or 2 BIERR / TA) and (EE)

#04 | / TA or XIR—"Y / TA or 58{ELEHE / TA or A bW F / TA or 222 / TA or ¥3if& / TA or ZFZ / TA or
Z=HiE/ TA)

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

TRERIER 1 13 1.

[ERFER]

1] 10

AT 0 FUEIE 0.
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CQ 14 | ATHRREERFRYNROEGFERELZI DD ?

R

ONINROEGRTERORERFELT, FTRBRRNDFSNS. FIHRENGEBRS
FOE(NPPV) (F FUBRARDEREZEOS U, TORMREMTEROWEDHHFTIND

(10)

@ININREE(CHWNT, NPPV (FFIRIEIRSTIC LD MARFRDERENEDET, —8
ERFRDETBZNLET ©. TNICKDEMFROLEDHFTSNS (10)

52

(= - 889

AR TN ~ B A SAE 12 B\ TIP3 A O [ S 13l o0 PR A e L &
e USAT T RE 2 SRR R I L, MPIREHE R SIEIR TH L 2 L b B 5.
TAEDOEENTIFRZRORSEIZ LY, Z oMM RE & FFICEGED) 27
RS, EMTEPUGET L LB I LA L, R RIEADERT
HY, WEBERPBESN, BIEL %L, TETYALNVOEVERLIE R,
N TIP3 03B A2 X0 SOB S D 1) A 7 O Bl R R o e 3 Ay X
NTHBY, QOL D] EREMPFHROUHENNFIN TS,

(#7558 - TEFTVR]

NI~ B NIIFERE D R ¥ NIFEF BT, IR EE I FE L EETH 5.
T2y X VXMFHIANTT 4 —FIE LD LT HUEMHEETISTEEODODL
I 5 B AT ER 9 2 A%, AE TUE R AT 1T HE 70 I 9 1 I 5 i 2 A e AT 3
21 IRRRE IR T & AR R OB e AY, IR RE IR T A E 5 12—
D= A THIFEEDPETFT LTV L L, Bl & BasBo I i i 72
N H 27, FiEROET LI ORI T IS &) AR T LA0E 2
V77 ADETIC L 2R ORERGE L LS. T72, MBS Om O
(SRR R B 2 X 7297, L AREIRIC—3 L CRAMIMICEREBFEAMET L
FRAROMEITIZ X ) Febe i e B R B O T, ZRLREDEDO LA ZED 5.

S O O W& E /NI ~ B NI FE O ASE I B TP R OBER 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 & MG VENF A 42 % &0
B EEE I SN, ZOFHAEIRE SN TS, R YFTH il
RIRR L 2T 2 EFEICNPPY DS A SN, IR OBRFERE R BRIk E 5T
A L, MR EREIR DR, L 728" — R0 B TG A — R s
L7o#iis s 55219 N TR BIAVE G P OWH 2 H HIREDRE % 37
LTWbEEZ LN, TNEHLITT HEBIN % STk IZ 2.

FURBIZIE DR » ~EE TR, B OALITR G T O BEE» A a7 4
YRETHEELEGIETH L. FLBWFEOBRETIEEY D), F-EHLH
SHOMFIRINT, MR TIC X )R L A U9 v, BER TR (enzyme re-
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placement therapy : ERT) (2 & V) OASHEIRDSYE T 5 2 & THON & ARk, PRI
EANORIEDEG T TURICERICR 2SN D 5.

HERZRKICAVDBEDERR]

R VA YFIEIRERRERZ DN <, BRI O R INPRHREEL X 72 LT n»wa
EERMRELT) A CTRIRICH D UEN DD, AIETIL, il & BEhmfEkid fr7:
NAEA D DY), [BED 7 )T T ¥ A%fT\v, @Y 2 KEHIZ NPPY 2B AT 5
LT, QOLAYEL, TEF Y ALANVIZEWAIEHOAEESHEENS.
NPPV A K LAMICERE 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.

2) Mellies U, Lofaso F : Pompe disease : A neuromuscular disease with respiratory muscle involve-
ment. Respir Med 2009 : 103 : 477-484.

3) Beger KI, Chan'Y, Rom WN, et al : Progression from respiratory dysfunction to failure in late-onset
Pompe disease. Neuromuscular Disorders 2016 : 26 - 481-489.

4) Pellegrini N, Laforet P, Orlikowski D, et al : Respiratory insufficiency and limb muscle weakness in
adults with Pompe’s disease. Eur Respir J 2005 : 26 : 1024-1031.

5) Kishinari PS, Hwu Wue-Liang, Mandel H, et al * A retrospective, multinational, multicenter study
on the natural history of infantile-onset Pompe disease. J Pediatr 2006 ; 148 : 671-676.

6) van der Beek NAME, van Capelle CI and Stam H, et al : Rate of progression and predictive factors
for pulmonary outcome in children and adults with Pompe disease. Mol Genet and Metab 2011
104 ; 129-136.

7) K& =, NIHESC, JIE FE : Proportional assist ventilation & & B\ 72, IR IR AR
FOWPLZR RO elastance & resistance DWITE.  FRARARE 2004 © 44 1 268-273.

8) Mellies U, Stehling F, Schwake C, et al : Respiratory failure in Pompe disease : Treatment with
noninvasive ventilation. Neurology 2005 . 64 - 1465-1467.

9) Puruckherr M, Pooyan P, Girich MR, et al : Successful treatment of respiratory insufficiency due to
adult acid maltase deficiency with noninvasive positive pressure ventilation. Sleep Medicine 2004
5:379-381.

10) Kansagra S, Austin S, DeArmey S, et al : Longitudinal Polysomnographic Findings in Infantile
Pompe Disease. Am J Med Genet Part A 2015 : 167A : 858-861.

11) Fiorentino G, Annunziata A, Politano L : Sleep breathing disorders and nocturnal respiratory Gly-
cogenosis type 11. Acta Myologica 2014 ; XXXIII - 100-103.

12) Mellies U, Ragette R, Schwake C, et al : Sleep-disorderd breathing and respiratory failure in acid
maltase deficiency. Neurology 2001 : 57 © 1290-1295.

13) Nabatamae S, Taniike M, Ozono K, et al - Sleep disordered breathing in childhood-onset acid mal-
tase deficiency. Brain and Development 2009 : 31 - 234-239.

14) Kansagra S, Austin S, DeArmey S, et al  Longuitual Polysomnographic finding in infantile Pompe
disease. Am J Med Genet Part A 2013 : 161A - 3196-3200.

15) Boentert M, Karabul N, Wenninger S, et al : Sleep-related symptoms and sleep-disorderd breathing
in adult Pompe disease. Eur J Neurol 2015 ; 22 * 369-376.

16) Sayeed N, Sharma P, Abdelhalim M, ez al : Effect of enzyme replacement therapy (ERT) added to
Home Mechanical Ventilation (HMV) in Adult Pompe disease. Respirology Care Reports 2015 ;
3. 159-161.
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(RFR - BEICUEITREN]
1 PubMed (%% 2016 £9 B 18 B) HARI 1966 ~ 2016 &

#01

“Glycogen Storage Disease Type II" [Mesh] AND “Respiration, Artificial” [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 GSD2I[TIAB]) AND (artificial respiration* [TIAB] OR mechanical ventilation* [TIAB] OR
Positive Pressure Ventilation* [TIAB] OR Positive Pressure Respiration* [TIAB] OR NPV [TIAB] OR
IPV[TIAB])

#03

“Glycogen Storage Disease Type II" [Mesh] AND “Respiratory Function Tests” [Mesh]

#04
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