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BRETECIT MRS —

B DiES

I. (CE&RE

3. HRR

FKR

AN

= B

BB IS APET B B S L, (1) AAUHEEDR (K3 5 BB BRI SO A Ea L (2) REEURIEY
(von Gierke#i) 12X % b OHHYETH 5. HBUHRUHEE CEEBHHINEA H&H L7 I 4 70 2k Z% L
I, RURRREE, RS EE L S AR UEASICES. HEUH 1B TR A 5 Rk o R
FARE LT MRS Y. MTIOEY 2Bk E TR0 b — R REFICREOZ E T, WA

(HM4EE 100 : 1213~1219, 2011)
YEER, WMERIMRE, 34T 0OECRE, BEE

WIZ X

i C&IC

LEEETHS.

AT TUBE RS & 2R B & L TR RERILS
HPFT 2 EREICOWT, OB RLFE |5
K5 % BB E, @REURIELC M ) B & BFE

BRI JERPED 1) 3 — 5 2 RS T,
BEE Tl M4 BB ORI EE SN TS, B

JEUR % LRI B OREH O B THE & BRE & PR
JEERLOE, (1) MBUHRFAE & FAET 5
RS ER ISP D BEEAS L (2) AU ER
W24 & B BEERIEL (von Gierkedd), B X T
glucose transporter 2 K¥HE (Fanconi-Bickel
EMERE) AT AERELD2OVH S, T
FHE—EDA ML ATHEEMBAETIIES V5%
WKE O EE (BB RUEE) SRR 15
Zh, kKEoItrsuvrpFedik Lz
MR O BFEESR, WA K OSBRI 2 HEE
=h, BEEFVOEBIY. BETE IV

DWW TR % H & § % . Fanconi-BickelJiE fiEHE
LT — ZAREOBETH Y, ARORBER
WAL £ 2 b DT IERR 2 DO TAFETIEAHMES

5. F i, TAERBEESHRE SN T w5 ET)
BER RS EER I Y LTI T AN L
Uy,

1. H¥ERIR & AR RAARIE

1) PEELfRERAEE
FEERIZ 7)) a— 2 VAR OBEN ED

ENRBER RSN B R

Systemic diseases that cause chronic kidney disease : recent progress. Topics : I. Metabolic disease : 3. Glycogen storage dis-

eases.
Hideo Sugie :

Department of Pediatrics, Jichi Medical University, Japan.
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I ESMRE—RADES

x1. BEERORE
B RIBEEIR BETF Enzyme ID BESRECHrOIREMERE | REY
$¥EER [ a8 | Glucose-B-phosphase G6PC 3.1.39 i BFEY
¥EES bR | G-6-P transporter SLC37A4 |— A GRS %]
HEEHIE | Acid e-glucosidase GAA 3.2.1.20 Uz )G, FrEREd
RMETFHRES, #
FEERELIE | Debranching enzyme AGL 2.4.1.253.2.1.33 #h, BTEE, BFEY,
BEmEk, JRINER ArEnaY
PEERIVEY Branching enzyme GBE1 24.1.18 FRONEK, B HFFEY,
FFEnEY
EEBEVE* | Muscle phosphorylase PYGM 24.1.1 5] fREY
¥R VIEY | Liver phosphorylase PYGL 2.4.1.1 BF ixsiall
R VIR * I(Dhos?hofruktokinase PFKM 2.7.1.11 B, JRONEK? HHEY
PFK
FEER VIR E’Sg%horylase kinase PHKB 2.7.1.38 5 HhEY
EERINEY* | Phosphoglycerate kinase |PGK 1 2723 FROOEK, EO0ER, & | BB,
A
AEIFR X B+ I;-’hgsph)oglycerate mutase | PGAM2 5421313135424\ HRTY
PGLM
HEERXE* | Lactate dehydrogenase-A | LDHA 1.1.1.27 B, & BpEY
(LDH) (BLXFIY—)
AEERXIEY Aldolkase-A ALDOA 41.2.13 FRINEK, B ﬁ%%
;§
PEEUR XM &Y | B-enolase ENO3 42.1.11 7] T
(*  EREREEED U D DFREY)
HEESIZFHEBL L TV B 2ZRIE LT, KRIEHSIKIT W (2., 2FhAERCIBTFAE T a—42 D

THRIBIZISZEERTH LS. LrL, ZY)a—4
SR AEEEIX IR E RIS HEBLL T
Wb 7, KA B3R & eIk % k355

HA o, BAEHE R L 14 B o R A

L, ZodT 11 B BBE ER I E N T
WAV D (K1), F 78BS O EUBE I,
K - AR BITE R (YA ta 7 4 —
WZBAES BB OB & R HEE OB S
T AP WEARERBER | (LUFEKRIE) o)
2T, FRAENZ BT B BRI O FERBIC D
WS BN 21T - 72k 5, BB RN o R Y
B DWW T (Pompedii), IIIH (Forbes-

F170% B HDOTWBY,
B SO O PR L IZIEBI AR IEARSEIR &, 2=
LSEARRRE 2 DT CHS T 5 b R4

SRIZIE 2 DB NS Y, — I3 Rk
W7 nva—2e g3 5HE S ) —DIXATP
(adenosine triphosphate) # i35 2 HCTH 5.
BEE LT, #EEFRm (b ?) TIT
bihd. HBHRTERIICHIEEO = AL F—%
FEAET BT EHTH Y, HHRBEER Tl
FEMROREICL YD, PG HA S ATPHHG
WTE %5 I ETHMBOREIS KT 5.

—HRERD D B &, i AUHEERE AR A9 12
FEEDOHIIET (fixed weakness) 7R3 HE L,

HEEJANY (exercise intolerance) % 7R3 2 DD
T 52 EWTES (K2). Tk
BlErbRLE, HNKRTE2RTE TR
WCABHIILIC W 22 77 ) a2 — 7 v OFRE % 720 (gly-
cogen accumulation), #EJATHEITIZ 7Y T —
T OERIIBEED,D XY PE TRV ENE

vad

BARMEEMS H100% E5S - FHA23ES5H108
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BEEEELTLENES—REO

JII—R

t

UV — LTS R
T<}::[Acid a-glucosidase (H)I

Branching enzyme (N)l% U= = | Phosphorylase a (V)}¢— Phosphorylase b

UDPG PLD
\7")1/:!—-7\—143 /<\\~I |Debranching enzyme (II)|
1 <= ¢
ﬁw:~z6¢>7§+ﬁm:-z 3-MARITU £0—)L-P
| ¢=[Pex @]
l | G6P omplex (1) |
T =2 6-P S-RARTULY VB
| = FAcam] <= [Petu
JT h—21. 6-P 2-MAMT U VB

Ik rOFTVT NP

[

<—| Aldolase-A (XD |

l<;::1 [B-enolase (XIID!
RARIT ./ —=ILEIVE B

ELE B

=
FURILTPILFE R3-P )

=)

B 1. EEER (HAOERR 1 28%)
K2 RERORE
He FER

TRILF— S - ATPEEEIET %R BEE BHET

(energy supply-shortage)

U= VERIEERE

D L DEREE
AR [N A, FEEER

IV 1— 2 HaEER
(glucose supply-shortage)

O —-AEHGET
- JU D=0V ERER

EmAE EESEX EhMRBIR,
FHET, DEEE, BiiiaEE,

FVF—GEE (ATP) AT XY Fa o
AR D, MERUHRURREDSSERE T A, EIRE L
ARSI L D, BMiRRNO I A rae s,

RN & > Xy, EIRE R EHMTE A~ Y S

RETH B, & 3 (THHBRUHEIR DA O BIHRT Al
e 2 5 | &5k O 9 B2 B IRBEE 2 5EE3 578,

ZOHRTHIEW TS H5EIEFRE L LT
HVED D DAE Z R WY. ed, BB RUEE
DBV PE B B AEE D L B 3 E I AR s
ERESNDYED D BHS, HiEMEIT) RPIC

BAARFZERMRE $1008 $55 - FR2BES5 B10H
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B ILY—1E

vl e
FILRS—1-A
DI

MARUS—EFF—¢
BRARU S~
RARIIG bFF—T

EENAN

mzmauvuyﬁ¢f~ﬁ>[:>>%W%%ﬁ~%ﬁg

RARITU LY VB LY~
B-L/5—%

LGS RO — RRHRAE

J

i

E:::i? {@@%@%ﬁﬁTlgzy
HVZFU S AR~ —

HgE 7 3 JUCoARBKEEIE S
7 U )LCoABIKEREESE
IS VRS T By

AW_F VIV PAILNS VAT 25—
BT 2 )UCoARIKREER

SUBRESR

13- FOF2 7V )UCoABKRRESR

B2 HREEST/N\F-ORFREREKS | BRERD S B ERES

& 3. (ERERIEEDRRE

FHREER

S8 Crush syndrome

EE) GREIEY) FULNAER, BENEEaE

FhREm EIREAE, BEEEL S OB NImmobolization|C KB EEHE

KaE GEEM) HERR, BIRHHESE S NIV RUPR, U ERHRs

e AVITIVIVHA - B, EBOAILA, AIDS, LIARS, &@JE, YO0XRJIMYL
HTRES RS, BobiE, K58, BMEEes

BEETHRY BHESEY | SBWmERE FUR—I2

FRE SIEIEAEE (fibrates, statins)

LEE ks

DWTUEFEER IO AREME BV HA L v,
B TRRAEMREEECRTIE 25 TH
5. FHRDBERU 225, BAWWCHEREIT-
TEANEHAMSIEET R TH 720§ 55D
H5.

2) EINERIRREE S BREE (X 3)

R BUHIE DR IZZ B CTH 5% (3£ 3),

and massive” R HENEE 2 H L E®/ S
N5 MR Bk - TR OfE 4 @
HE, BE (34208 y, ZLT7FrhRE
*F—+¥ (CK), 7LMIik#ERESE (LDH), AST
(aspartate aminotransferase). ALT (alanine

aminotransferase), 7 FJ —¥) 2585 L I

—109—

HICH g AL R ISTRREME LAY PO (DIC) %
LA, WP AR TS X B IR R o
B2 Lbdb. MR BRED B EMERE
LTid, MO, ik, LOh, fiiakze
DFEEE, ESICHRISHEMB LI+ 7oy
YICX R EIR G EHH D, R R T
WCK, 3427 uver, AST, ALT, LDHZ & ®
EBEERO LA PRBNTH LS. TmAY
v AMAE, WY CILAE, KAV AED R
HBND. HREGEIRAII SN D DSBRPT R Cld ki
DB & Do & I TR M ERAME LTS
D LN EAYFETH 9.

SHBTE, JESMERIE & A3, MRS REAE 12
L BmOWA AR, I 4T oE VRICE

BANREEHE 81008 $£55 - FR23E£E5 A10H



BESZELI2EMERER—RIOIOES

| RouEprs E&3) |

v

| R OATPERIE |
Y
| BOATPIRAFIE R T DB |
| @B~ DNa, CI, KHDRA | | MR~ DCaDHA |

h 4 h 4
f%?ziEEE,t% , |Lipase, Protease®i&tt]

HEIARRLARAT | BrilRRIESE S MR E DR
(CK, Myoglobin, ALT, AST, LDH, Purine, Aldolase, K, P}

L

myoglobin © NO (1) Renal vasoconstriction
| s> (2) Distal tubule obstruction
Oxidant injury (3) Proximal tubulen~(toxic/ischemic injury
BEfe

B 3. EXRABERCERY 2HENRFESBREOHME

N 22auEEETH), LAz iTT (b) A FRME ORI, B X OCEBEOEH, (o)
ZEdDHDH. MBRREOSIHEE LR RMENICAET S IS 7 u e YL X B EM
BEENEET LI LEBLAIE AL, KREIC IRHMEOHESEI HboTwbEBbs. B
BT 5 HEE TIZREUEREEDRN 7~10% A HIRL MEDORIMICBALTIZIF 7o ik ANO

MRIEIC X 5 & ST 5B, F 7oRERUT Rl% (—BALEHR) D F L — MMERAE LS WU & 1
9 TIEAY 40% (SR BRE & R/ ¢ & ML TWSEwbhTwnwa?,
nTwab. 3) HAEHRAREC & 5 W B S RERIMAE

B E 2 AR L e WA RUEAE O T R L TR BUFRE TS IRIBRIMAEAS A O D, &
R, BREEIEo 2T AL ED AU EEIC X DR L7277 ) v ARDSHF I
PIAUTEHRER BT 5. BRUT BIRAE LT RE S TRBICEHESNLZ LIZX B E SN, REEE

BREEICELS DL IFTuE ViE, TR AoBRICIDIEREIENS. L2rLERIZ
17.800 DANLEFI T, SRERATHEA S L > FY MZTEIZ X BRBOPEEEE S FHKO—D &
4 b= ZATRMED FREMICADRB# S ENTWE. BARED 2 WETIRILE R 5.6+
5. HHROAMTREOBIENBIAZ LI 08mg/dITHLDIC L, Brez 2 LopT
IhF—nN—vu—-L73IFrut i BFoO WEERLICE <, 102208 mg/dITdH b, KR
AR T 5 05~15mg/dl& 2 % L RPICHEE  AEICA SN S BIRERIMAESEHREOREEICD
sh, WhwaEEaREET LS. I4AsaEr HRLTWaE I EZ2RBLTNSY,

12 & A HEEEORR LT S TW»2RnDs,
K 312R9 & 912 (a) B NI X 5 I,

HAATSEMESE $100% E5%5 - TH23% 5 [10A
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FOHES

%T&%nyf‘%

JUa-0y

@ATP
% LT ADP —» IMP —> R
TIWI—A-6-U VR

v1

JId—2-1

v1

PILE VB HRinR:

v1 /
71FILCoA

\

4. FEER 1 BB HRE
* B3R (glucose-6-phosphatase) BEEIRL

W3- )

-UVEg

FLER ____..>i

2. FFEEIRIS 1 B (von Gierkel®) & &
E=E (4)

PEIEGR 1 BN E Gt fi et ftimIzs T, glucose-
6-phosphatase (G6Pase) complex® 75K 7% K
BIcX 5. #ALE L Ctype la, type 1biZ53E &
5. 1aTIEG6PaseDKITH B DR L, 1b
TULILE % G6Pase DIFHMEHEMA~IRRE T B 720D
transporter® & H TdH 5. AAE Tl glucose-6-
phosphate?» & 7 )V 2 — ZA~NDIEIRATT & 27z
O, BB, FEO VT RO FEMP S S Zva—
ZREAENBEINL Z 05, BEROF T
RS AR L 5,

FEDRATAR B RE R (RR IS A E R oD [ [ 5 B
WA R L), K, B~ a—7rE
oo ERLRONS. REE (R E),
NIERRBES GLWERZEOBT, FRITEERICIRI
WHENDHYBET Z720), B E B RO
B, AR AR IAERE IR O FERESE - R &
2b LAY, BEIEIEETH A, 1bATIIEfH
kA z v, SRR ROhS. v a—
APEAEREEIC L S RIMMBED 720, TIIRIISE S

HAHBRE O/ F EF HIHENE <,
WP #H OB 5V ZATHEEIR O T ESE &
W B, MRAALSFEIIZIE, TRy e o R
HWORRE L TGOPOERIZ X 1) BFEAITHES 5
72D HE5ET B EFLIRIME, KD 7 £ F L CoA
FEAECHIR T A SR ILEE, HFToy YERECTIS
X » AMP (adenosine monophosphate) deaminase
DO DFER S 4, ADPRICHE & BT ok
TTrFbERDLZ tL;é%%%Mﬂ% BB

PEISURIZNC BT 5 B A& OIHE ORI --0-HW]
LCTWiwahs, HREZ AL EARIRKTO S8
TOHEDSA S, BUNT VT I VIR ASHIR Y R
#bi%h&w ZDHBREIZY Y8 T R, &
ME, BAre~t#TLTw . h7T 73
URIT 20 LA L TiE 95% 1A B, ACE(an-
giotensin converting enzyme) RH5E58 70 &AMl
ENd. FoERIEE R S % FHTC Dfree
radical B A & B IR IZ X B IBIMPEDZE L S
FEEOBREK TIE 20w E I3NTWS, FAEMR
OIFHTIEHRER ML & B oMM L2 IR
T NS OEEIEI, L S ol
ﬁ’tﬁﬁé@?fﬁ?ﬁﬁ’) F b, TR HRE
2T S THAEIEDEMIZZE S L SN
TWBP0 | K’C‘Li%o)l WRAT S A B S
BIEAHTH S.

2D COI (conflicts of interest) BI/R | AR CIEENAI
BEE U OB lo s 4 L

X ik

1) BILHR, BILBT AR, B
486, 2002.
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BEREA V7 — 0BT 5 BN B RE R o L
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3) DiMauro S, Lamperti C: Muscle glycogenoses. Muscle
Nerve 24 : 984-999, 2001.

4) Berardo A, et al: A diagnostic algorithm for metabolic
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LR %N

BEE HRER, BHREZBHCSOTHONAREERAL LTV, REER - BE - EROBE, ATESFA
WRFW, AT RRIYL - IFTREE, BEOEE, HREXITRICMAT, T - BAERE, PR

i, VN\HEEEEEFHETS. d€Y -

FUYA—LEEE 2NV ERER L EORFBEEVDOREICE S

V5. NADH-TR#&(E, HERHEREHE 540, BREHOENEZFETHOCEL TWS. 3422 AT-
Pase (3, Bl 5 1 TOFMEICH BV 3. #1471 HOBRIRNERIBHFEEELE, %%&%ﬁ?('f%ﬂtti@ﬁﬁ
FEERMT S, TNTOREBTOFRRERBEL T, HEMHILHEREEELLPEZHET 5.

(BEPR#RHE 2011;51:669-676)
Key words : #50R2, Mi4iR, MAkbee

T oic

DFEWENFER LB B VT, KRE L THRHE
B3, HRAOBH CHLMEHERIZL TS, FE, RS
DR BN %Wﬁkﬁomf T EZRS LT
B, T, HBREEIFNSF T, BRTODOWHEBEC
HOLHLDOTHY, %ﬁﬂwwfbum ST B2 LAt
TERW,

BaER EEE

1. BRI ORIRE kO K E &

HFEHNTFA VAL XVOBRERTHEIENFEL L.
EICRIRN B EE A LD LERTIE, HAERWICH
CT % MRI THBEEOREL ML, SR ERET LT
EHEFE L, ERTES A RBRES SR REEICREESNT
WBELZLIE, CNLDOHFLHEREBIL)OPRL. TR
LOHTIE, 74 71,24, 2B OEHEOHRMEN TN A 7 %
HBLTU3TOoFETAIENHILL TS0, HikiEs
A TORHRERFMTELIOLTHE. HROEHVITHE,
REPBINCLIFEELLRWIEPLE VDT, Ho0L00
MRI #HEL, FiIRODLHME2Ho THEREZBI RO
EThH5.

BHAEMOFRZIIONT, AR TIEFEL (b was, SHEHE
FRICLTLEY &, LIFLISHEEARL LTHEWIIICRS
WK E o T LE) ZECEEXLETHS. i, ]
WLABERZOBED LS ICAHE - BIESNL PSRV
oD, BRI AT o720, BEAREBMEHLAZY, M

ChMAEZR T 0B 2D LTCLEI T EICENAELEZLDOT
BB EE R ZABNBESH O HERE B ) 2, H
Hx2o T, RAERDFSICET 2E Lz ARE &
ZAEDTHLENSDGHEOENL SIS & FE LW
EHpo AR DRI L 7o Mefkid, & CHEMES L),
T 2RO K S 31, MATIE, $HEORSHEET, E
X 1~15cm BEZ BAUZT 5. AHMEBERL 059 222
h, HEERECEZROBRELTET LI L0 TFPRINLIED
Wi, KE D OMREEFRRT 2 0 BROBEEFRT 5.
ST E LT, WHPITRED S ENBHERIPEL %
D, BPWRHEESETTS.

2. HHEMEAOREE
MAROERECIE, A<y VEE, BldEEE vy —
VT AFe FEZEREDRS H05 BHRBEHRS WX DK
V) YEEEBIR Y LEE V. RS T, BERE
#h bV SEOMBLEREHFFEELTEB Y (Table 1), #
HHBEEEFD - EDEETHSH. BHLIERELTSHEL T
W R &YW, X TIEREAOARRIRT 5.
WREECE, BERLAREE NS AL P TAEREYD
Flean s FoRiCRBEICE TS, ZOBEE, av sk
TR SEECHBEMICERE R (-160C) FTHmASELI YN
E T, 1 AEUEREER B L APOEET L. BT R
FTCRNTATAALCHREEZRES. 4V _y 8 RMWE
BEBRAFCELZVIEDY, FIA T4 ATHEHLLZT LD
VORHETAZEDIRTH A, 2 LIOEHOEER
Bid-79C &% b, BREICKRM U ) sissfRIichg LY ¢
&, NTEWIERSH, FHireb s LIRS,
RIS, —RREOREEBM TRV ) Y EEREE
FIZLTHY, HAERRKORBEEIBI2ARVEER

*Corresponding author: EZFR - MIREAIIZE Y » & —MEERTSERT RN 42

FESL R - MRERIE Y v & — AR S AT BRI 7E 55 — B0
($ffH 201146 A 29 H)

8 (T187-8502  HUHUHBNETT/NIHAT 4—1—1)
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Table 1 Routine histochemical stainings at National Center
of Neurology and Psychiatry.

AT RFLY g VU (hematoxylin and eosin : H&E)
T - PY s u— L% (modified Gomori trichrome)
NADH-tetrazolium reductase (NADH-TR)

any BEBOKERESE (succinate dehydrogenase : SDH)

F b BALEEFE (cytochrome ¢ oxidase ; COX)

Qil red O (ORO)

7+ A77%-—+ (acid phosphatase : ACP)

TIWAY T x AT 7 ¥—+t (alkaline phosphatase ; ALP)
R AT I~ (nonspecific esterase ; NSE)
FTEFNaY) YLAF T —¥ (acetylcholinesterase : AChE)
Periodic acid Schiff (PAS)

Congo red

Myoadenylate deaminase (AMP deaminase)
Menadione-linked a-glycerophosphate dehydrogenase (MAG)
T+ AT 47N bFF—+F (phosphofructokinase ; PFK)
74 A7 %5 —¥ (phosphorylase)

Myosin ATPase (V—F ) pH 103

Myosin ATPase (b—F ) pH 104

. Myosin ATPase OV—9 ) pH 105

. Myosin ATPase (V—% ) pH 106

. Myosin ATPase (JV—F ) pH 107

2. Myosin ATPase (A —F ) pH 108

. Myosin ATPase (pH 4.7)

Myosin ATPase (pH 46)

. Myosin ATPase (pH 4.5)

. Myosin ATPase (pH 44)

. Myosin ATPase (pH 4.3)

28. Myosin ATPase (pH 4.2)

29. Myosin ATPase (pH 4.1)

0N S G W N

300 DO DD DI DD ke mm bt bem et e e et i
NEPRERESSES50FBRES 0

LHBEREG. ZO, wknR R, KIS E SEEEE
BRI, HEIMPICELWRE BN 2B A RED
H5.

IFNF—=VT T FEETEEBERCLETH S, K
Re LURERHOMERBERLAFEICHREDRVWEED PR
B, FOL ) RIEH VI, BENBENSRD N5, BIE
BHBAIIREDO—HE2 7V — VT LFE FEELTBE R
Wy,

BiREREEORBOMLS

b itbiid, Microscopic findings, Pathological diagnosis,
Comments @ 3 FHH 5 CHIREHRESLERL T 5.
Microscopic findings DI H T, B4 OHRBERIZOWVT,
MEYRFr B & 5033 5. Pathological diagnosis Tld, 3-_COf
RAERTZ T, HEEELEOrMEEEERLE D% K
L, BEELITAZEN L THAHFEITT 5. Comments T,
REFRNEBILOFELHE 2T, TREOSVEESCKRA
FTRERBIOVWTEHRL, BB )REHEFH UL
FhaRBTsE L Tw5.
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Table 2 Pathological evaluation on
hamatoxylin and eosin staining.
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