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Evaluation system of residual enzymatic activity by 13C-breath test, which improves treatment of
patients with inborn error of metabolism
FR{CEE
£ %3 (KURE SHIGEO)
RIEKZE - REREZRARE - £HIR
MEEES : 10205221
TR O (Fns0) -
7V MAEDREHRZ WA B ELTZ[1-8C17 VY IR, BEOT ==V b JRIEDZ Wi%
HEYELZ [1-°Cl7 2= 7 T = RO B 21T o7z, EHODHFIEICE W TS, IEHEXTRIC
HUBERECIEA BICEV BCOL JEHIZRRY . Z DI HEMEA /RSN, 0 MR BRIT, 242 Too
FRAFIE FAEME DR EE ST CE D720 T O THICIRRIEDBPUE L OF AL E 25
iz,
WFFER R OBEEL (3530) -
We devised a 13C-breath test, which measures 3CO2 concentration in breath after
administration of 13C labeled substrates. We firstly developed [1-13Clglycine breath test for
enzymatic diagnosis of hyperglycinemia. Patients with hyperglycinemia expired
significantly less 13COg2, suggesting feasibility of enzymatic diagnosis of hyperglycinemia.
We secondly devised [1-13Clphenylalanine breath test for enzymatic diagnosis of
phenylketonuria, and found that significantly less 13COswas expired in patients with
phenylketonuria. Similar results were obtained in 13Cpyruvate breath test in pyruvate

dehydrogenase complex deficiency. Thus far, 13C-breath test is safe and useful facilitating

better treatment of patients with inborn error of metabolism.

AT IRFERR: (EHHAL - 1)
RS ¢ R &t

2008 4R 1, 300, 000 390, 000 1, 690, 000

2009 4EJE 1, 300, 000 390, 000 1, 690, 000

2010 4EJE 1. 000. 000 300, 000 1, 300, 000

o 3,600, 000 1, 080, 000 4, 680, 000

WFFesy e« [EEkss
BFEOSE - HIEH - ARSRERES: « NERE
F—U— R UNERE, SRR ERMHBRFEIED in vivo 2L



1. WFFEBIAR S RO 5

KBSy DR R TIE L, BER & = —
KI5 R TOERIC LV RIET S, B
FIRAEEOEAIC LV | S RARHEFIEIC
BOWTHEBERFEZHNIIIA TS XD
2720 Te, BERRBIEDSG S, FRAFBERTE
PEDOFREE L, T O THRIIRREDRIRIC
WD THHH R & 72 203, BIETFZEO
I CHRAFBEETE M OHEE IR ETH 5 72
W, BUETHEERZBOEE TR DT
WRN, E DFEFRZIINBIE, THIRO M
WZHEL TV 5D,

EBREOBRAERL L, O BEHEZEO
A TIIFTE & LT Y N7 3, BRI &
(RIEFTRE 72 sk N AT, @ BERIE
PEARNE N IR PR RT3 70 &R Bk 7 8
3 BT, AR O FH R HE#E, ©
Tz =V M URIERE 7Y v E &
ICEER W ZAT O I, FAERR Lo
HOFHANEREERS D | S HICEHEHR
P O£ A2 FICINEEIZ LT D, Ulko
BN, BRAABAIEELFMTE 5, %
A E AN ARE . £ < Ok TENE TRE,
HAZEEAY e & OMEE i 2 728 L BER
PBWIY AT AOMSIREENL TN D,

2. WREOBEBY
BOMERERBR T, PC IRk S 7o S A Bk
MBI G LEDaMED & L TAERN
THMT DPC0MREEZRES D2 LT, A&
RNBEREME 2 FHET 2 HETH D, LE
FIALARPCIE, MO & B72 V) BUR Bk &E D
DES /IR RITHET 2 2 & A
KD, PCONEENLL ERH A Z T e WVRE
IREAEPER) C L IR RN IFR ISR &
NDTOERICHET D, KROFEFE A H N
WREES A AT D G D il Th D 73, %

VLIS D T b BB B8 S AN BT O
FAAFET D54 PCRERGRBR SR ¢ &
Do fili, B'r Y EEGYEDBWIE L LT
PCIRFFFRGRBR D e L % < Db TR
S8y etk FH L 72190, 1 i 0 4 1 &
BEICRA LTV D, MAEFENES R0,
BClba i L L S e T e b 3 — L
BT, Z < OFFEFEN TR CRERE SR
XV EERIEME A FEaHIR D, FIC, i
fbasnirm ha— L EfELTHZ LT
BT % Fak E] T ORG R S AIRE & 72 D,
AT, 7 X BRERFER ok
KA BT IE % 50t BT L E RN AR 13CCRE
Wk L7eT X R & DHE & VT2 130
KRB HFiEERML L, Eii7 o ha—L
AR D FAE HINE T 5,

3. WOk

7YV MIE, T == U RIER E
DE% R KABIE O IR GRER & FESL D T2

@ “CAbAMOTEE L 5 &

@ FPAUR AR DRI & [R1%L

@ MR O E R (BIE2REH)

@ EFEXHREICB T D EAZORE

R EDEMERFIT 5, EO%, MEfLic

FHEERO ANTEESHBR T2 ha—1

TERLT %,

AWFFEF I, BALKRFEESmEERS
WZEDAR SN TS, FACEFIT, OF
RA~OBHANIMEETHLZ L, OFLETIUT
WO THIFEH D& IETE D Z L, OfE
D BRI 7251, OFFERSE Rl3 2 ORE A ik
DHDDFINHIRNE DI L THMNTHEET D
AREMR DD Z L. aET, FEMICET-oT
X, BESCEE O CRBNE & 3 i
Lizth, FEEFEIZEATHELS FTHREA~DOSM
BEEEZHER LT,



4. BFFERR

XL I, @27 S s MED C RGBS
RS Lo, REEERETHL 7 v o BIAEE
# (6GCS) 1%V v DRLRER RS &8 2, BC
TE#ENZZ U v v 2 HOEAEBR &21T -
7=l 2 A, BRIRIZERT 55C0,0 P T IEH *t
MR 0D TIRfE T, ZWicAE A Th o7,
W, &2 ) 3 ME DS < OIEFI TEHE T
EOHMETHLIFEEZMR LT, KIZ, 7= =
N b UIRIEDEEFR K A BHRYE LT, PCHE
RRBROFUEMRFT 21T o 72, IREL kg472 0
10 mgDPCT7 = =7 VT 7= (K100 mg
) ZRRARGH%, FFRTICHE S P00, %
NS IETERT D2 EICL Y, RIEFHE
Thd 7 ==)VT 7= KEBLEEE OBERTE
PWEHETET 22 ERFARRTHo Tz, ZLDIE
R REIC BN TR E Em L, 7o b
A—VOPFEEIToTe, TOREK, 7=
R U RIERIRIZEB W T, BEH &5 0,08
BRI, AREIBEVWELHER L, 7
==V T T = KRB b RTE M 2 HE R RE T H
LENRBE NI, £z, PCENLE VEEMER
R A A L B Bl K SRR KRR IE D
BERZWICBNW T, ®m27 Y Y UVMER T =
=V N UIREE & [RER RS R 2 72,

UL EDOFER DG | PCMERRBR A -V T8 R
R FIE ORI, IR RIS MO R
cAEHEBEZ BT,

5. FlRFEFm L
(FFFEARERA, WRIESr A 1T TR

CMeRERmSC) it 5 1)
1) Kure S. Two novel laboratory tests
facilitating diagnosis of glycine
encephalopathy (nonketotic

hyperglycinemia) Brain & Development

(201%F, FIRIH)  Ade
2) SuzukiY, Kure S, Oota M, Fukuda M.

Nonketotic Hyperglycinemia: Proposal of a
Diagnostic and Treatment Strategy.
Pediatric Neurology 2010;43:221-2245 ¢
A.

3 B R 7 AEEBIHREE
R LTV ERAD 2 J/NERNEL 2010
; 42 : 1183-1186. i

4) "2 R DBEF by 2AMET Y v
MAE ) /NRIREGEHED T8 OFFREA B
/NENEE 2009; 41:355-357. i

5) 2 kR UNEEZEEEOHES—TY

> UBME—] ZNEEE, 2009 ; 50 : 583-58.

A e e
(Fa%E) (G611
1) B Bk TPKUBFSE b A F 7o AR S

—HERA 7 U —=27 PhéfilfRE.
BHARC MG ) 855l Al A A B HET FE
. ENEBEEREE 2 — (). 2011
E3H4H

2) 1R TPKUIC X 2% BHAREE—A D
FE R LIRIROBLR ] HE520a1 5 KA R E
Pt KIRIEFR S # Y ORI L 2010
F10H23H

3 A BRIJTIVUBLN T z=AT 7=
AR B EE O IR B AR R & IR IRIEBRFE I
B9~ 2F98) HEb20mI e RANEH R P kb
&, RIERE#EY ORI . 2010410
A21H

4) B BETT7c=h b RIEICKTT DT
7 b R4 77U ik 51130 H
AR RAGH B AT ER 2 RSB T R AR
—/v (i) . 20104244 23H

5) Kure S. “Glycine encephalopathy”

International Symposium on Epilepsy in



Neurometabolic disease, “Epilepsy in
Neurometabolic Disease”. March 26-28,
2010, Taipei, Taiwan.

6) 2 R MBI RIEHIRFEIEA
M % 1 EERESE I T — A= —2
. S IR (TN, 2010625118
H

(I # G344k

D @, & %Kk THEm2 Ko m%
BRACT, MERER 22 U780 . TE
MBS RRHEEIE] Bk,
W ATER, EHER, REBERE. 20
EIRMEAL, HRT, 33-35 EH, 2010 4F

2) 2 BR [RZ7VTUmE] MR
IRE 7 > Z No.23, [ 22 e RAH
BLEE ), AR, EPESTE, il
JE. 249-251 H, 2010 4

3 B R BHAISMETZ ==1T7 T =
VOKEREEESR RIRIE ), [E X I URE
) BARE X I VSR, AEIS
509-511 B, 2010 4

(PEZE R PEME]
O HiERPL (B0 )
OBAFRIL (B0 )

(ZDfh)
R— b=
http://plaza. umin. ac. jp/ ped-thk/pgrou

p_sententaisya. html

6. BFICHERK

() B FEE

2 K (KURE SHIGEO)

HALRT: « RPBREFRATIER - SR
e+ 10205221

(2) WFgE5y

RJ# i (OHURA TOSHIHIRO)

HALRS: - KFEBREEROTIER - FEH Bt

fifi

WFoEHE 275 1 10176828

() EEHTEA L ()
MBS



