HFELBE BRI DR RNICBY 3 5 BT 7R

it J i 5

R H #
ool R &
(EARRFERLHNENEHE)

* U & [

JFRBERR I, DAECBOL TIRBENEEOSOAREBERMEEET, 72—y
FYRIEER URMORERE TR ROMELDN TS, L L, ERIZEHL T E 08, 8
—DERBTIIEL, BRERIL X > TEODDORECHEINTWV S, ZO—omEilid, &
MBEPSFLEEIMAE, RIGME, SREEMELSIBML L, ARPORBEESTFHTE7-0
IC, 7 — 2RHBREABESRASN TN S, T2, OIS SERAH L WERNIC
BT, REBBICBOTHEEMRETLILONH ALY, FOFPEBEENREDEAN
BB DT, BFRAGE L BEEIEHEEMBETH L, £ LT, REICERBEOEER
TEWTECEBEETH A0, DNbNILBEEIVERMICI0H O FEEER ORI 42T -
D TEDZWORMES, REBEEEHRET 2, T —WOEFIC DT, FLLEESE
ABIDT, ZOEBEEICOVTHRET 5,

HRENRE SOHEHR

FEBEEUR B N30 P AR AZ I OMRE L, s DEFO—, ThbbED5 5
DOUPI 6B NIAERITER, BLU18L B ONERGER, 20 I8N ES
N7cMmIREHFERR & Lico

B R K &

1. FEEERORERIV—=vY

FFABEERO S 5 1 8k X' T BREIELESH AS5h, MM, REEME, iRl
BELIENT 20T, BROZEERIKIC DN T LEEOME LT Lic.

iz, 757 b —~RAMBOMELAPCS VA I v ERBROMEE, JLEEOCEHINREIZH
T2 LTHEELRLDOT, 1.75g/kg OF 77+ —2BIU I/ va -2 2O ATLT,
30, 60, 90, 120, 18043 DML X UABELHET 5 L4&iC, 0.03mg/kg D7/ A = v %
e L TR RB O & RIS, BRI 7 v 2 — 2 & EABEERE L. 155, 71
7= ERTRBRI R, B X UARR 3 BRITHT LY,
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NS DEE L, Fernandes?? 8 E U7c KRB O MEEEL X MEAEMEOEER 2 — v &
RHELT, FREREORIZ 7 ) —= v 7 %2727

2. BEOERLEREOEEORI Y-

B, #Fp 27 ) a—4 v%& TCA THHL, =%/ — A THBEE, Anthron JRICTH &E
B Lo RIMEKRD 27 v 3 —4 i3 TCA THih L, ##7 L THRIC Anthron FETHETEER L7,
TN DPEOEED R 7 ) —= L, iodine complex D RAIPEIIEIE TIT»720

3. BEOW

1) glucose-6-phosphatase (G6Pase &B&3 ),

JF homogenate & G6P & 7% incubate L, 4 U7 glucose % glucose oxidase 1T JHIE
LT G6Pase 2HET A0, BMEL UC TEMBE N7 G6P & % incubate L, BET 3
UC-G6P % Ba Mid LTS #, HETCHEEYT 2BHEIGCTER I/ “C-glucose %,
ZORETHETRIE Lico BEEWKPICHL G6Pase IEMMNEET 2541, £E L LT G6P %
FERL, BENEHNEEDN ARG “C-G6P £HEE L UTHEA L.

2) debranching enzyme

Bk & L T3P homogenate 35 & UPH IMHK horﬁogenate AL, BEK, 77
v, BLU 4C-glucose % incubate, *C-glucose %7V 2 — 4 / @,C ENATH B, incubate
MHmeKﬁETéfUJ—EV@%ﬁ,%%,%ﬁ%ﬁﬁbf;ﬁﬁ?é“ﬁdwme%%
FL, 7Y 23— rORFEEZAELT, 7Y 2 - it bAEinsi “C-glucose, T30 5
debranching enzyme iF¥:AHIE L7,

3) phosphorylase

F, F7-13 GMEK homogenate %27 2 — 4 » & T incubate U, Ak I/ GIP %
phosphoglucomutase Z{EMT B EiICLD G6P &L, T incubate mixture {T glucose
6 phosphate dehydrogenase & NADP %@L, G6P @ &I THAK I s NADPH
DEEHANBNTHITE L, phosphorylase & Lico

Bt % B &

1. BB U—-=UU &

FF G6Pase HEHOETATEHALT, [ HEBREANICEH L6 Flo2FICEWNT, Mmh
AE, BOTC M) 7Y 74 FOFELOENZED, MFE Y 7Y &7 4 FI>IUELEL 000
mg/AEBILEELER Lc. £ LT, WHEREBES LHEL, ChoDBKREEDATH,
O RA LA CRBNTE C EMTEETH » 720 Fh, JT phosphorylase {EH: 5 LU de-
branching enzyme {EMME®H TH > T, HiEIT glucose-6-phosphatase JEM:IEH TH -
T BRI O 141% I BRIE U Urcds, TOMdHBE, +V 27 €54 FiEk JURE
B3, THEZH L6z oDELIZIZEAKT, T8 BRLEZMBEAKE, V7
VA NE, REESETENT 2DE3ATEDOX I ICEbNI.
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CheD I MERIZ] BROFEERERICOVWT /v —2 2437 F —2DOEREBRAT
WV, FR s vh T v EWRBAT - TS NBEABRBOEEERELL LT A, TDOLHIT
£ T Fernandes MIME L2 E S B IBMD, v & — vARTONRBED OGN, LOBMIMMER
EmaE b,

UL, FFEABMmBREEROT CHE /@R, VIR &2 INIOERICONT, 7
—Z, 57 v=2B8XU 7V h T v ERBEBET /& T A, Femnandes WE LIc kDL
ENEFNORBD 4 — v AR LI2OEISHAFILE (73.3%) THD, o OEMNAEBDA
TR, VI, VIEAERT 2 ORRE LGN H D EBbhic,

2. &iiB#d KO MR DAL R SH ORR

ERFHEBOBESRL LD/ 2 -4 v aRIE, NEN2ZPUTTHLOI LT, TR
BTl 4.6~12.0 ZOFWHFICH D, PHICHEML Toafce Lk L, BHERE: BEERE S
ORI EEZERICANS &, WREZY 2 -5 v EEREOMICIE, W sHEEBEFRI L
bOEEOLNI. 7z, BEICBWLTE, F/) 2 -4 vl T s LT, #r) a—
FraSHMCENLTEY, IRAKEBLTE, 7)) 247 vl TH 3 EkD T
{, FMERD 7Y 3 —F YEREFD2.5~3.0% ML THLEORED SN,

FERBERT L2 1TR O R RBEERO 5 5 T, G-6-Pase FHDIETEZT D DI 6 #1T,
S DEFIMN S BB, V20 €54 FE, BLORBESEL, #7527 F—-2
BRERR, Lo /v h T vARRB TR Y F OO LERALNILOHOT, BERIA
BEL2W Uz 2/, 8D 1, BRC Bk HIC, glucose-6-phosphatase THHH310.5
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I il il Controls

1 JFFREEEDE L FAlOFERER D Glucose
6 phosphatase 7E
) %3 IBEEIZHINL
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BO® AGSDT

[o] Controls

3,000 3001
o}
£ ° o
<
£
3 [o] o)
2 2.000f o 200F o
& |}
o
=4 Q
£ o
N o
£
& o
s 1,000 100
EYY L_adad |
Liver Leucocytes

H2 HbXoglso debran‘ching enzyme JH{E

glucose pmoles/100 mg tissues/hr. T& > 7cdf, T OO MFEENRR, Lo r s
7 r—REERE, ST v ERRBORMENS I HE-FHLTHRROT, [ BREIBHL
fro BB, COEAOHFEZIESE LEZTHE L, FERENOHREIIE L THREHLO
T, BEEFOIBRLZHITACERITELL -7 (B1)o

B G-6-Pase IEHEARIEL, € OFEMD1.5 4 moles glucose/100 mg tissues/hr 2L T T,
BERFEAC 1 B L 2B LIOERI O /N E 43 BEL, *C-glucose—6-phosphate Z £ H & LT
phosphatase IEHEARIE LAk, SHEH» S 8L 72 /MO phosphatase (i & AEO ER
ERDIS Tz LichioT, BRI MOBEBINGIINGE A LT 5 LR TET,
BRI EERA L TS ok L Bbhr.

I EMEEUR1TH DERIFE M T, debranching enzyme {EMMNEFRO 550 1 TFERLK
DR AFEHT, choDEMEZMBEZE Uizo F72, HH T debranching enzyme #Hik
DIET %57 L 1% &b T 18PIO HMiKD debranching enzyme FEHEHE Lzo Z DR
R, APNCEB TS HIERET 2 R, HHART debranching enzyme &k ETF % ZE
L7z 1 #28 o T14 F)0 FFESEER © HIMER debrancher RIEH TH -7z, HIMIERD de-
brancher 2MEF LTz 28], BXLU HINERK D debrancher 38 1E % T A @ debrancher #3
EFTLTOA1HON S 7 + — 2 BRNEBRRERD, BRE¥HL s Lva —20 ER%ER
B, 7S vERRBRTE, BEREOHR Sy - 20 LREEDT, AR 3B TEE
OEEIC7Vva - 20 ERERDIOT, MBEZHLL (X2).

JFEERAEREAT U7 IFERIBRAE 174D 5 B I phosphorylase jEMED KT % 8/ Did 4 #IT
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Patient. AMP (+)

£

3 L

g ! A

2

£

3 ab Control. AMP (+)
2

=3

£ A

X

-~

< Control. AMP (—)
a A

. .
~ qf

& Patient. AMP(—)

30 60

Time in min

3 HEBEFERIE b LHOR M
Bk phosphorylase &
(AMPREMMOAE & D)

BT, TOFEEETELNBEWRTIZLL, EHIFHRED0.45~0.72 OD%*6/mg protein/
30min THBEDICH LT, £nFh 0.31, 0.18, 0.11, B XL 0.03 OD¥*6/mg protein/30
min THhotce 1k, 5D 4FEHOIF G6Pase # LU debranching enzyme iHiEL,
HWTH-To TOAEFIEEWDT, 18F0 FABEEFRD HIEK®D phosphorylase & i % HiE
Lick s, 20 THICERETEREDI. L0356 4id, #37 F — 2 ERRBRICH
Bollhsrva —20 EREZRL, ZHBELOARIBRATET L/ va = v ARRE
T, M7 s —2@ ERA RIEH DTS 2 Lico HIMERD phosphorylase #%
PEDMEDs - 7o ftid 1412, R 3WRT & HICZD incubation mixture i€ 5 AMP %iRiNT 5
& phosphorylase JT#EASKI0fE LR L, EEOEMEARL, HME debranching enzyme %
B, RIMER7Y 2 -7 v A8 ERT, BEKREIURBIKB T 727 v 4 o v HR
BTl isfith s v o — 20 ER AR, WE L2 L.

P Lom#gE»r o, VIZE XA, HliEko phosphorylase % E9 2 & LI XD 2
PAREEEZ T 5,

3. TEERRORESEOXEYD

AR Z HETT U7 PRI IR 174 % & 3 T0BI DIE G OB BB A 1T - 72 Bl i, 1 BULLE,
M8, VIEE /23R T #, HEREABITH 720 1R EBH U116 hERFERT
G-6-Pase [EMHDE T ZEW L2066, < DIFHENER TH - 12hi% OMMORER L 5
I BRIEZW LAcDid 14, FAEREHEITTE $Fikdrisd BIMBEELNE L TVIEE X UL
BEESN, WEREPHR, SBANRBTIHEEZH LD 40 TH o7, MR E
2L 81D S B 4 Pl AERITFHAE T debranching enzyme OET AT L, 44I3E1M0m
RTEOFEME TR L7co IMFRBMEEZH Lz 7605 b 4611, FF& ko
HT, 2003 HIUERD AT phosphorylase {E¥ DK T4 285 L, fthod 14113 19 i ¥k phos-
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Treatment plan

0 6 12 18 C 24
L 1 1 1 I 1 4 —
LI 1 T 1 ¥ T T 1
= - - - -
B t A b oA t B B
Breakfast Lunch Dinner
‘Carbohydrate 65% Protein 15% Fat 20%
A-Mik B-Milk
Protein 16.2 & Protein 968
Fat 9.5 Fat 0.0
Sugar 69.5 Sugar 86.4
Mineral 2.8 Mineral 2.0
Water 2.0 Water 2.0
428KCAL/100g 384KCAL/100g

B4 TREEREFRIC L2 HRHE

phorylase 53 5° AMP AZiRINLISWEEL, BT A2 EEFERLECEEMEPLT, £0Eh
VIf, & XOVIEIEZH L.
Z@lEd, ERSEARETS -7 4R 2 P DL TIRFERERT, Mo 2 Fli3EmK

TREHRERAITE Licds, BEZHICES S >7.
4, AEEOHR

NS OFFEBEEROS O I BIIHLTIE, 7ra -2, BLUTARAZELRK(Y
LU, @Bk, {EIERa%EEICEYT AL HicigE L, WA XUVIR, WMANCHLT
i, SR, BEAAFERICERT3LSICHEELTRE, $/, 3FE8FOHEE
BRI BICH LT, —B87 ¢ o EEEms & A REA L v A RHARENEAZTT -
THEL, FORIIE I, 128, B3, THRICK4ICRUCEER I Vv 2RE59 505
TR LT, FPIEAHS 5 e o 3 HEIRIC, F7oimiE GOT fEAs150 U/mightkhs 550 U/mlal
BICETFL, HEICAH SN BRMAASNIL KA ILEDHRER LI, £/, VIO 2T
E5FD2BIC DT, ABOEEEIT-ECh, FERI4HEELS 2 BT, IE
GOT f&i3 120~80 U/mi#» 5 30~40 U/m~NET L, KirAohic &Aoo ids &
WIHBEEEDL, UL, [RMCELTAHLONEE MY ) &5 4 FIE, BREIECST
LT, s ORBRFLLIEHMRERE S 51

%z %
FAEEREORMBEEIC YL TR, SELOBENDHY, HMETCIIVIR T 72 1 IVIE & 20T
INEONES L, 9141364 (39.5%), XTI RB1H (34.1%), MA2445) (26.4%)
ThotrdBEINTNE, Ty —F i3, T8, M, BLOVIEE /- VIR OHEE

I TR T, BHPIOS bEREZNI0H, 9§, IADHEETH /LD T3, LAL,
¥E, ARFTA, TF VR, /=AU 241 ETHE, DIEBSRZLEODR, BIC1A275
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&1 Incidence of hepatic form of GSD

I I VI or VI
U.S.A. 31 24 36
UK. 6 7 3
Israel 4 22 4
France 3 10 3
Norway 1 15 4
Sweden 10 9 9
Japan 150 15 11

# 2 Hepatic glycogenosis in Japan

I I |VI or V| Unclassified
1933~1964
Tarui., et al 80 1 - -
1964~-1973
Goya., et al. 70 14 11 -
Hosoya and Goya 8 3 — 2
Owada and
Kitagawa 1 8 7 4

Tz, 73R, /= T2ATE, TEBIUVIBZLEWHEOEERDHLEHEIN TN
5 (F1)o

COEHICHAERROEHOERE IEECL->TRILY, DREICE T 3 RIERHER
IN TR, BEEWAIT > SROEAC DN THEE LR BER OB S 3 i -, &
H o, 1933F N 519647 & TICREINAHEBRERAED T, [MELTHSEENLLD
80#], ME - LTHEINAODLAATH >z &N, AES I, 19644FEH 51973F OREICH
EINTIFEEFERSFIAHEE LT, 1 E704, WAL, VIAE 72 3WBIFTEH -7 &b
RT3 (F2)e TOXHSTHMBECE TR, W, VIHF@3MH LD s [ MO HHE
ENEHEBEI SN TN, ChOBBERHICEZ LD D LABKZINCER L HETH
57cDT, HEZHOREEERIEL, SHOECOLTERELINET - 7 IFESSER 0@ R
BEICHET AMANMLELEZ LN THIY s MBBIUEER, L3FOFMEEREHEL
T, TR F, WENIF, 2ERE2HATH -7 EHEL T2 T, bBETIE, VI
BEOVMEOEFANDNOTEIE L ESEI LN, LLL, DhbhOSEIOIEICL S
&, BERSTTE JUEFHST, SBETABICLZFHREZNTE, 13114, MR8,
VIR S 73R 7 61, A4 HT, 2OZBOEEIRERA Y 2 -7 v O2h EHEILT
Wiza

Fernandes 5233, 7ra—x, BIUF 77+ —2 BRRBICE 2 ks va —=,
B DT EEEROR ML > TREC EAWEL, sy o vEFfFROmMG s L 2
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— 2 LUBOZEBLFEIIC L > TEREDHBC LEHE L, COX D UEEREFRRICEBD
BEFHOBRAFA LT, FREZHSFREEINTOLEOT, BREWCX DIRELHS
KENTOLBFEBEERICOLTINS OREEZRET Lz A, [ BITE LLIAFEILEEE,
REEE, BXUMY) 20254 FOLRE, #57 r—2BXO7 Va3 vERROMID 7 L
- 2D FRAESLLEHBNC ET, KUK HEABSICT > C EFfgE Bbhice ¢
Kbhb, | BIEELHOBRE BRELMENR 7 ) —= vy BELOMC—BRTDo N
2o LU, EERZW TR, F/RVIH - A & 28 S k15F0 5 114023, Fernandes
ORUIHEBB e 2 — v & —B U BERERELS JUBHRBEREETR L0, 43D
HENRDDRET, BESITORERL TR, 2ORBEZHET > CLR, BEALERTRE
Bbhice

Debranching enzyme # XU phosphorylase 3, MDA 63, HIMRICSEEL,
HMBOBEEEAAE L TCOBREZHRTELEIN TS, UL, HIME debranching
enzyme JEHEIE, EH THDIENG, FEO BE IR LT 3 EANES 5 LV b TH Y,
HhON O L TR0 S REDIEFIN 1 Fla T Tl

HER IB B3, &, BRSSO KL E0RBEFMHEHINLCERTHD, bhbhid
01 PO BEFERBRRD GbPase 2 HIFEL, TOEMEMNERTHEC EAETEHL DY,
A RICEEREBRE 70, BRRSICE->T, ST G6Pase HENSRE L TET
EDSEFIH X N, BEEFHICS, IB HMTHA L LDHBHDONTHAETHS,

FEBEERIC DT, B EEEN R AN 5 O ENF N Thichs, 19765, Green”
Sid, BER I M FEMLBENCREELEEL 3 L~ THERDES, REDIEE, £
DIEFDEALFIFTRORER EEHERE U/, DBETS, COREICKBEBENKEIL
BRLODH0, &llld, SRBCGELERE I v 7 bBREINTL S, bhvbhd T8O 2
BEVIEID 2 FlIC CNEFT-> T, EOEMEEHERE Lz, L L, KERRNICHERLERT
B33, FETF - —7REBELZTbRETNENS T, BEREES CLMB8HEDOT, DD
R, EEICERI v 2 B2 5 1CEY, ChEEREITYL, Fa - 7RBILCK S HE
L ERBOHEEN DI, COFEOTLEMIE DL, BESGTONERANED, —B
ROLESHFEOBRNBMKELE Bbhico

& ¥ U

1) 0FIOFREEERO ARFHE T2, AMRBLP 20 -BTEHEEEZ AL THERE
WA, ZOZWMEHET 20K, BRBRERE V77 —2EEER, 7ra 3B
WRBICLBRBA 7 ) —= v 7 %(T-T, bBEICET 3 HEBERORIIEEENS D
i U7,

2) FNiCkBE, TEIIE, WHSHF, VIEX/EMHET7H, SERELWTHD, HE
BEEGR Y 2 —F v o OHELEUL T,
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3) TS DEKIED S, Fernandes 63 HE L SEBERRRICLZ TR 2 ) —= v 7'k
i, IROZWICESHLTREEENE D, WA, VIR E 2 IR T3 HE R 731845530
BRLICED SN0

4) &I, HWABEFERC OO TORMERIEEEENER L2260, SWEICHELK 3K
KEROE MR E O DREK I V7 BHRINTRAINTL S, fE- T, BEITHET > TH
MEWMBETHY, FHERCGE L Fp X #iEE BRI, BeiT5C ENRETH
. TOHMILEET560L L TRMHENREEEZRAL T 20, ZOHRICOLTHE
L7zo

X 3

D) AMIHE# : FARBHEERE. 1. BRINEERRE —FlrSsiHEZT— $hEE
HE, 343~361H, &JFEHAR, FH, FATIGHE.

2) Fernandes, J. et al. : A screening method for liver glycogen disease. Arch. Dis.
Childh., 44 : 311~317, 1969.

3) Fernandes, J. et al. : Hepatic phosphorylase deficiency. Its differentiation from other
hepatic glycogenoses. Arch. Dis. Childh., 49 :186~191, 1974.

4) WSO, duERDS  BERR. EERE, R, 1975.

5) Deckelbaum, R.J. et al.: Type II. glycogenosis ; Atypical enzyme activities in
blood cells in two siblings. J. Pediat., 81 : 955~961, 1972.

6) Narisawa, K. et al. : A new variant of glycogen storage disease type 1. Probably
due to a defect in the glucose-6-phosphate transport system. Biochem. Biophys.
Res. Comm., 83 : 1360~1364, 1978.

7) Greene, H.L. et al. : Continuous nocturnal intragastric feeding for management of
type 1. glycogen storage disease. New Engl. J. Med., 294 : 423425, 1976.
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