52

(ERK) U YERILEVEE L NNV, Smmol/INaF BED 30 5% L VWML, 28BM#EICaY b=V LANVIIZE

D, SEFMB L O BEEIMLZ. & MAPK OBEH LNV, NaF BEOZEIIZRD b ikh 72, INK BE
# SP600125 3 & U ERK ¥+ —+ (MEK1/2) FHEH| U0126 WLEEIZ L 1), 5SmM NaF BBEICL 2MME X 7 L+
Vv — LB, &4, 67, 38% HHl S 7. p38 FHEH] SB203580 MHEIC X AMIRE X 7 LAY — LEOEE)NL
D ONEho .

(%)

NaF BB#& X, MDPC23 Mgl BV T 7 KR b - RA&5| &8 Lz, 7R MY ZAHBITEITLT, MAPK
77 3IU=0) YBAEYKED N, INK L p3B AR TH LD LT, ERKE2HETH 722 &h
5, NaF BB IZ X 5% MAPK M LICE 2 BF IR B2 2 WM H 5. /2, JNK B X U MEK1/2 FHEHIZ &
DT7RF—V AV SN Z 5, NaF BB INK B L UE5 82 ERK &BICIRIE L 722 7 F VEERIC
FOTRMN=VARFERITEZEZ LN,

(k)

NaF BB&Eid, S FEMBBMRARICBY T, INK BLUOES I ERK BEBIEKFE L7 R b= 2 28R T
5.

WX EE O E R

7 At EEE PRI KR STV A2, 20HEN, FICRFFMRISTT 5EERIHLS,TIRR .
AWFFETIX, 7o1bF MY v A (NaF) %% L7- MDPC-23 £ F FMasMlaic BT, caspase-3 itk E7,
MRl PARP i3, DNA KA 4L, MIBBEX 7 LAY —LABENREDTE -V AR RETAHANED LN
72, 3561, MAPFF—¥77 3 —oiitba i, 2095, INK HEH B L U ERK ¥+ —YHEHNC X
D, NaF BRICIH2MBE X 2 Lty — LEHMSIR S . U EoEESr S, MDPC23 M2l BT, NaF
BEIZINK BEUCERK BBICEKFE L7 RV A2ERT LI ENEZ SN ABF%EIL, NaF B&EIZX 5
SFF MBI HREEM % invitro THIRIN Y 7P VEERICEE LTHLNI LGB CEI S NS, K
M RIZEDE, BWERICLD 7 vILYBEORTHE - WHHGEANOLBII OV TOREPHF-NS.
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FNoEE #BL (E¥

FUREDOFST  HE4H5 5

RS OHMN FH2E3A19H

ZENBESOENHF FUHAFE4LE 1 HEY (EEMERER, ELH3EE rE)

F i CEH Possibility of newborn screening for Pompe disease in Japan
(AZXTO Pompe /A7 1) — =2 F DO]EEM)

FMmXAKEE  Molecular Genetics and Metabolism %% F &

mXEELHE (&) ##E KEEKRF
(BIE) #¥% WO BEA, &% #—

WX A ® DO E F
(BH)
Pompe #&i&, 54 VYV —2NOEME -7V 22 5 —YEEFE (GAA) DRBICE D 7Y a—F » BRERTGR 05
WERTAHEEOKRTH A, HFE, BEEAIAESHh, BHER - BEVPEBELZ-oTWD. KIEICE,
Pseudodeficiency MM 2 &R 2 B3 2 EHANFEL, BAATIIRHENSHE L vbhb. Pseudodeficiency
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Tlid GAA FEENVEFED 15~30% LEKEEZEL, 2HBEOBET SR p. [G576S : E689K] % # M ZFh -k EHAK
TEHOPAREIIREL W EPHFESN T A, RIFFETIL, pseudodeficiency DT L &, HARIZBITS
Pompe JRA 7 V) — =V ZIZDOWTHKRET 5.

% B LUHE)

KRR D ARG % 1572 Pompe 7H/EH 29 %, RRAZ 5%, BENEE 496 B2 08 E$5. HE, AL#EbE
HrHCT NROMBAKICBI2BREEYNET S, OGAAEY  BULHBHTT, 7HVKR-R12&5
GAA BEUBEEHET 7V a v ¥y —Eiat. StCGAATEN  BELHT T VoL ¥ — Y GNAG &% :
mHEGEFTOI VI Yy —EESE T~QO0FEREEZR VT, %MEL= (tGAAGEM-GAA EM)/t-GAA
TGP X 100, NAG/GAA e =NAG i&HE/GAAERAEHL, A2V =07 Dhy VA 754 % GAATERE<
8% 2> NAG/GAA H>40 h DO %FAER >65% LT LB E1T). T3 XTOMBAMKICBWTPCR ¥4
Lo by—2 20 R L B p.GET6S ZRIFRIT 24T .

Pseudodeficiency R #BEED 4%, HAANZBTHREZF05% LIREL, BERTOARAZ ) —= Y FIdEH
O REME R MR L 7.

(2R )

TRTOBEOMBIINETH 72205, EFABE1ILZLRET 1 ZLBHL 274 COBRLIY ZOFHE
RO ARAEFICBI AR ) ==y ZOBEEROEEEIZ037% £ %20, BRATORZ ) —= v 7FIZEHR
WRETH A Z ENRBEEI N,

(Z%)

AT, Fhhy VA T4 VERETHIELIZLY, BELBZ2 A ) — =V VB L HETE .
72, BEKT 2 RTREZR pseudodeficiency bIFIFEHBICOETRTH 72 L L, AZY—=2 7%
HEDHFIZ, pseudodeficiency 2SN AL REMIIBETE T, U VN BRR R EBMFMR cCoOBEGHNE T
BERETITV, ORI pGOT6S ZRUBMTE1T) ZEWERTH B L Bbh.

ki am)

Pompe m O BRIAZHT - RHHEBIKD SN LI, Pompe A Z U —= 7% GAA i&¥E, FAESR GAA/
NAG L ZMAEDLETERL, SHIZAF7 ) —= v FBEHEE O T pseudodeficiency & Pompe #EEE % R
579012, pGh76S ZRIE BN » SO THENIIHETAZIENERETH 5.

WX BEE OEE

Pompe #ilx, 74 VYV —2HNOBME o-7 NV 2L ¥ —VYEEFE (GAA) DRIBIZE D 7)) 2= U BB R0
WERTHERETHL. F, BEEHAIARIN, BHER - GEIEEL 2> Twd. FEICIE, GAA FHE
MIEED 15~30% LIEELX 2L, 2HEORIZTFE R p. [G576S ; E689K] & # N EN K EHESEKTROVAREIL
BIE L e\ & 8N T 5 pseudodeficiency & FHIEN A ZH 2 BT A2 EBVHAEL, BRATIIRBHERE L W
bh b, KFETIL, pseudodeficiency DT L &8, BARICEBITS Pompe fHA 7 ) —= ¥ FERDOAREMICD
WTHE L, BRTORZ ) —o Y VIEERAETH LI EDREEINS. T2, Hilbhhy b4AT754 v %3%
FTAHIELILLY, BE2EZA7 ) —= VBB BALHETE, BREET 2573 #REE X pseudodeficiency
ZIZIEFBICOEWTEETH - 72, BB X ) KB IMEL D 5.
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