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Al 1B OBBERKF/DER )

ERIATE GRS/ NERE ERE v 7 — AW RHETER)
HTLER ORREESHBE NI R)

PERALGD ORIRGESMBE i R &)

HREE

TRMERA A VMFEICRTT 547 b AT RETEFEEOENE - Be&Mr2 BT 5700, BRICEBN
TARBEMToN T EAFEETABENRL LTOL VR N EAEE LT, JESEHFOLDODOEL
P ZEMEEREFT A7, MRITFRER TEFOA TR, HER FTEMREZITob0eEl b2 L
7o BACHICIRBAR A BT 72%, FHEREICIIER MEFREISRAHE COXmEE 2% Tk 25 ¢
8 AIZBERZBtA LTz, BEMETH L0, BIFFSMIERIIIN AZITL T, LEIR L TEETZ
Wrs> 18F-DOPAPET Wi 22t U CHRIRT — 2 2T o2 L, T— B F—%Rllcx T T —4 7
U= 75TV, BECN U THEYEIC 7 o) 2% TEMART —FINEIC EDDE I L L L, R—A2
—VERIBUCEMREETOIZ & & L, BEEFEL I5HILLEE L=, YK 25 EEPIZ 11 flOREEIT
STTF—Z2DEBTTHD,

A, BFEE® DTV XA FEFUELEREE A R Y VIE T
HREBA VAV VBT D47 FLUAF R 7 ML AT REEGR TR E 73R R T R
FEOER T SR & R & U T ORKRHER C1T BT EX G L U, BEGFEHIIAA LN
HNZHT D, PEREEREE L TITONTERZERE L BERTHD (B4, F—b—V
T, TOFME - BEMEEHRETT 5, AEICKT S (http:/byouin-city-osaka.jp/) Z i@ U7=BEIZ LY
7 b AT FEEZ, 1990 FERik 1 S OA % TR ENET D, BEEME 15 EFLLEE L, &
DR X NEBRICERA SN TV AIZE b b T3 225 UTC KATP F v r Vi FfidE., 18F-DOPA
7R ERIR IR % F L e 70 <, EEEEEE PET 2z Rk s L& L, 7—F B4 —%

D CTERBRZKFR AN 2V IREE AV TV 2, BFZERHIEI 4 ) 7747V T RCEE, T—F I ) —=
& LCid, BIRAT 5 KEm et ARFSE & 34T L T, TERATH L L L,

BIERHIELE LTOLY R IR EZITV., MELEE C. WroERR
DY TRBAREZ BT 25ETHY, BEOLY (1) ¥Rk 25 4 5 AICER ML ERESRAEHECO
A PURZEE L TCSCORCH A #F 4 & LTCrh E PR EKR 2, TORREEL RIRTCREERE
Tz EWIELS A7 bvAF FOFME - Z2ett%d H—mEECTEKRBEZITZI 2T, A—LbXX—TU%

BLAEESLRPIET DD, AR TIIERK BAER L. FEIRAFZE R E% D LT, FRE 254 8 A L v &
TUES - SERIE TES & bBEAREE L, £, BB LT,
FATHIZE & LTITV., BRICARE A ORERF] (Yorifuji (2) ¥Rk 25 RO R T 11 B 11 gl
et al. Clin Endocrinol 2013;78:891-7T I & F 22 BgRHY, T—FEEBEYTH D, BET X ERE
&L, RO, BEEGLUSNOENTIIIT > THRWVR,

BEERAEEZORE IR,
B. BF3E:
D. B8
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VIO RNUBIEIL, LIRS AT b LATF RIBIRIC
EOFEERLMINTH AN TIXERTHEN, 7
R v PR B o D VERA~ DN A EATOR, AKIE
D X 5 RRRARBT, %< OIRENFRIREIT T4
b, DOBERBBICEAZOS HERTIE. B
PEDFHEIC TR EED L S, AR HEEICFHET 5
Izt BRI L W B RN AMESLETH D
D, AFEBRO L D RBR/VEE TH 3 MR K
BRBECIIENRFETHD B2 bR, EFIY
LR OMITREREREBTZV,

E. #&m

DTV F YA RREHED RIS A > A )V fEC
A4 AT FETENBEEOEINE - £
M X0 K METT 5008 EE LTy
2 MU RS L CEITHR TH D,

F. RBEARER
Bz L

G. WFFEFER

1. W BEER
ALEFE T RG R OBAa D A2 & | WIFERR D
IHFEFIER L, Frtik, HREBEMO O DR,

(1) KB = FAERBRBEOLERMERA X
U omfE /NERERPR 2013, 66 (2), 226-231.

(2) & = (KFEER] 70 DA AR
NEE 2013, 45;2013-5
Yorifuji T, Masue M, Nishibori H. Congenital
hyperinsulinism: Global and Japanese
perspectives. (Invited Review) Ped Int 2014

(3)  Yorifuji T. Congenital hyperinsulinism:
current status and future perspectives (Invited
Review) Annals Pediatr Endocrinol Metab 2014

2. FORR

(1) 2013/5/24 Tohru Yorifuji
Congenital hyperinsulinism: current status and
future perspectives (Plenary Lecture) 33
Scientific Meeting of the Korean Society of
Pediatric Endocrinology (Busan, Korea)

(2) 2013.11.21 {kjE ¥, Jildb BE M1 AR,
T EH. B FW ERMERA SRV CIED
BTN 7y 77— B B8EIHANFELRS
ESC(=)

(3) 2013/11/29 Tohru Yorifuji, Rie Kawakita,
Yuki Hosokawa, Nobuyoshi Tamagawa. Molecular
and clinical analysis of Japanese patients with
congenital hyperinsulinism. The 34 Asian
Congress for Inherited Metabolic Diseases
(Urayasu)

12

(4)  2014/1/24 {KjE = SEREEA AT
IfifE Update 55 23 BIEERNSWAHT » 75— b
(#4172, Keynote Lecture)
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F7 b AT RETFEFRELVYA Y Ver 2.0

B &Y
DTV ERY A FRIGHERER A VA Y VIJEICRT D47 b LA T RE T ERE
EOFDME, BEMEEHBETT 5,

RHER
At 2B~ T RO VTV F A FRIGHEERERA AV CIUERE

Fik

SRR A LAY VIIEILE A YT Y Y A RRIGHEORMEEC L, 7 F AT

RN FHESHEEMTONEF OBEE =, FHARETR., &R R (Eb%, BEFTR) .
BENE, BRBBEZERETHILVA N 2EBET 5,
BEZDETHEREBEOHEYEI REEREOLTLY X MR =LA =T B b
JEF G ZITV, BIRT — X EF AT L TCEHICED T — 4 XN— A EHET 5,

BB EZITEESRIL. ANSNET =25 I LTEBEMREEITY, . B
VEHRChH HDAIEDBEICHT- 0, REBLEFHRE. LEIZG U7 18F-DOPA PET #
7 & AR U Y722 5 S0 FRAT OB E R FIEIZOWTOT RANA A%
FMEICK L CHEEIT D,

EBREEH EURAMN
FEBRGEEL 15 EF (EBRIZERIT 20
e« LA MU ORRRIIZEE L TOREE~FR284E 3 A 31 B

BRTYA >
BT

M&adEE .

MREER  KRMsheEREE & — BRMEE X —
MENRERE  KE =

T534-0021 RIKTHERE XA B A 2 T B 13 3% 22 5

TEL 06-6929-1221

FAX 06-6929-1090

E-mail : scorch-registry@hospital.city.osaka.jp
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7 MU AF RETERNEELVA MY Ver 2.0

1. B/Y
FERMERmA LAY VEIC E DV T7 Y F YA FRIGHEOERIIEIC L, 427 b VAT N
B2 R S RIE SO IR FIEGHRIENTONEFR O BEE . FER. MEFTA (£t
o EERETR) . IBRAE. BREEEERTOVIURA N AEEL, TORMMNE - Beltke
BEd %,

2. BEWEH

SERMEA R CUER. FHAER - IWESICEERRNEEZ & 2T HOERMRETH
%, BHBETITEA 21-23 EEHIGHERBRRAFEFEEICL - T, FRHFBERITN 35,400 H
A1 ABEERA VR VIIEERFRLS) EHEE SN D, Z OO EE ORI X SERE I
BELSMRFNBRBEZER T2, BURMEEEIMBO CEECHDH, —BEORE L
BEMEORTNRH Y (E1). RIEEITEF AR 3-4 BLAORIE THRERT 208, HBEITUE
LER L, TOZIIEGFREEICLDZbDLHESN TV D, EERNETIX. ARHAE
BE L TCIEBEY FUBSERIEL U7 VXV FRROARMERER TH o723, BHIE
Fg O KER4y % 5 5 Kare F ¥ /LR T (ABCCS8, KCNJ11) BHEIC I DAREDIE &
NWEBTT XA FRETH D, WEAREICSSR B 72255 1E 95% L. EOFERE £ )
TN TEER, MBEMEN 2 b o —)L SHIEF ORI ER MDA R Y ARLE
MHERBASIE L T2 CUR 1), EEIC 2o TREICESEICEE B HINIEN D VEA
B ERETCRET 2 BN H 5 2 & 230 | RETEREITEEFRE - 18F-DOPAPET (2
&2 BEZENICE SR EEOEHATRIC L VIBHTX D Z ENHALNICRY CUHEk2) .
ROETH BIEAIEDOZET - 1BEREZNHEL ESNT-CUER 3. 4, LLARREL, VFEAM
REZ RO ORI BTERE LR, MotIREE R FIZ% L CIdEk OREE RF L
TW5,

F7 NUFTF RIE, BEEY - "R EZF U T u s T, R XA RILEE S S B
NERNALVREINTEY ., BANEADMEEDRENA RT A4 VicbiEInTnb
(SCHR 5-11), EBENZBIT B3 7 Z-VUERBIO 15 Fl 2 EFE L7 ETHMETH, BRE T
HERBEFEICEZ T, 56 3ENTEMFERIC LV EHRL2ERE L CHREEEREELZZ
EMNTRENTWD (LK 12-13), T7b b, 47 A F FETEMGERR, o7 V%A
NS OAFEIZ 5 L CEB - EYMNICAERCTHDTREMRH 0 | EANC X > CIdEE SR
WX DERMERBORIELERECEX AL LH D, LNLARRL, BEETRERRE -2
FEERRER N 72N 2D, [ERAN TARE 2B & LIRBAGRIT R . Z0FERM « Zetns
BIRFMEARD BN TWVD,

F1. 'A R EHRMEEOREEE (B ANEASWFESR)
R FERF 235 1T D& (critical sample)
A LAY 2 >92-5 4 IUMmL
WEBERE I < 1.5 mmol/L
Bt Fu ¥l <2.0 mmol/L
MAEA EFICRST RS TE
>6-8 mg/kg/min
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F7 b AF FERTEFELVA M) Ver 2.0

22 SERMEA A Y CEOREIE A
RN | Bl GF | Kn 7% ARG T EE AR, AD. Jopik

FEMEEEME) | SURL (ABCCS)
Kir6.2 (KCNJ11)

TN I UBREOKFEBER (GLUDD) BiETRE AD, BTV E=T IUE
Ihaxi—E (GCK) BETFRE AD, TEMEIZER
HADH (short chain hydroxyacyl-CoA dehydrogenase) KIBJE AR

UCP2 BE AD

A VA Y R RREE AD

EHFE RN (SLCI6Al B#iE) AD

Frgett O | Beckwith-Wiedemann fE{EHE

{EEREME) Congenital deficiency of glycosylation 1a, 1b, 1lc
7nE

—iEtE PRI AR

SGA AR

AN AFHERMERA A Y VLA
B R Y RBERER AD
HNF4A S5 E

BRM: AV AY RS ERE
ARY )=

Adult nesidioblastosis

B A 2

B R 1H W (Nissen) i

AD : WQEKREERR, AR WHREARSIEER

3. AEHE
3.1 ﬁﬁﬁmﬁﬁ
At QBB ~VBRE T T VA RRIGELERES A 2V R mEE &
W&, 47 b AT NERIE FESEE, 47 b 4T R TESEEE
1THIER. XITo2EFITH D Z &,
@ KIFEBIMZOVWTREEPLER CRBENMELND Z &,

3.2 SRz
FRIZRR T 700

DT EY A FRGHEEREEA VAU VIEORZEEE (%)
OFFE IR IME 2~ L, IbE 45 mg/dL R OFR R Tl A > AV > 3u U/mL BL E

FIERATEX AT &,
@IkE 60 mg/dL PL L2 #5772 0127 R oEEE (GIR) 6 mg/kg/sy bl LA LE
ThrZ L,

@Y7V H¥ A N 15 mglkg/ H 4> 3 NARMEIMR THE 60 mg/dL UL EA#ERe C& 720 2

4. BEEAELBEHEIZONT
4.1 REEH
FI7 NV AFRETER: Vv RAEXF 4L, YV~ N AXF o OEYFRERZ R
BELREOSTHD 4 >DOT I/ ( Phe'Trp-Lys-Thr ) D F EOBRH|THE L 8
BT I JEBENLRDBIRNTF KT, Vv hAZF AT, M EEEIE 100 ~
105 3B <, R T CERIGHNBFRE E R o e fiiett VY~ N A FZF o7 Fu s
BHITH D, RERNLELRLHLE RILE L DIED, BIFEYWI R LN DA
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A7 P UAF PR TENBELVC AR Ver 2.0

AU AW EBITIEIT A Z MO TWS (CCHER 6-11), BIEIL. SiRERE -
TEEEENE, HLERLVEEAEE (VIP EEEE., VLVF /) A NEEREORH
BRI HNTF A FEE, VA N VEAEE) - S EEERNSIEE, EBITHERE
WX BDEILEREICT L CREEAR DD /ST 4 27 7—< (B BNRFE L TV 5,

4.2 BE5HE
AEEIE TES (1 H 3-4E) IR —& 7 VKRR o 7 % TR R TS,

4.3 BIER
FRMEEA VA VMJEICK T 2427 S LA F RETEMEEROREA & LT, 165K
BARHIH O LEEIR . BB, IBa .| FHEERE . RIIREFEMREORERSE DIE),
BEELQEWEM & L TEAERBAPHRESN TS (LR 14), 7. RRBERTHTS
ZHLHIEE STk 15) . BB IEBOT WILAZIE (O 16) . BRI AR OIFH#EE
BE (IR 17) PIRES TV D, OB D ARHIHRE S ol A\ i 5

ETREWERZRIZHIT 5,
# 3 EIEA - BRARBREERE ORBRN —ER (HE VT AR
ARBHEZORR O EFRREREDRET =t

B 24 111 135

EEHI 26 168 194

Bi1E RSO RBEHIH 142 41 559

Bl P O RTUE 202 63 837

e I O R I 53.8% 24. 4% 28.4%

Bl{EREnEE BlifeAOERERISREN (HE8) = (%)

B - BERGBEES 34 (11.5) 1451 (0.6) 441 2.1
75 R 1.8 - 1 (0.5)
Ffk 1 (3.8 — 1(0.5)
N 1(3.8) — 1(0.5)

B - REREREE — 241 (1.2) 24 (1.0
AR — 1 (0.6) 1(0.5)
EE () — 1 (0.6) 1 (0.5

BEREREE — 1451 (0.6) 14 (0.5)
AT — 1(0.6) 1(0.5)
BaEE 141 (3.8 — 1 (0.5
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