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ST X B RIMABEREAYRE T, FEENTWBEED ) B K F v A IV EETE RIS HED
BV, TAEEBICER SNBFREITIE, LT VR, FERRL, KISARO%EE
IEETRAEE [PFl4luoro-DOPA PET 12 & » CTHIAEA (BTE, O°FAHE) 2EBIL, Bl
TIEBE B 2 #E L T b, L LIFWOMMBEIEZERIL 100% T <, FMIITEIHE
RPHEEDLDHD 5B, SREFAIET 7 N LA F PR TESICE Y Pl 2 [#EC S EEE Tk
TEIEBIZ B L 7. FERGREMOBEHOME IR TH S, BEIHEERICY TV FF A
FARISYECHI L2, Hihl7 2542 b LA F Nig#E HE 125ug/ke/H TR L 7.
BARFMAT ABCC8 DB T I N DHIZF > & v AR (c2506C>T, pR836X) %l
BT CHI 2SR s N7z, —75, 5 AICER LA PETMETIRTE ARIRE I N F 7

b LA FOBRRKISAES TRFT, BEMAZ B0 &R HNEFERND RETH - /2
o0, FEREyHE L. 2OBEBRCESETERL, PIL3rAMPrORITZ—-V A5 —F
BIML, 3M3PLATHEEZPIETE . REAOBEE,LS, AL blED CHI BE T,
RICRBEARE SN TS A 7 LA F PR TS T T 2O R TH S LB 2
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F —TJ— K ! congenital hyperinsulinism, K ¥ ¥ A VEEF, 27 L4 FF,
PR TR R YT,
®*Ffluoro-L-dihydroxyphenylalanine positron emission tomography
(*[F]-DOPA-PET)

tomography (®*[F]J-DOPA-PET) IZX 0 ##E % HEE
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TEL LI Ho7"

FERME 4 >~ A1) Ik (congenital hyperinsu-
linism, CHD &, #rARM»OASBINCREL,
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Th s, fE, EROBERIZTHFHEL, b ThH,
JBE B MBI B> ATP &S ) 7 & (Kam) F ¥ H 0V
AT 58ET (ABCCS & KCNJI1) ORI D
BESEWYY, SRR, T F AR L BT
KEEE N, HE K T ¥ AVOBLBTER S - %
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HHEFE SN TV B, FERTE L ENEESRES
Twb (BERPERRE T lZoA). 2) PET RS
BETREERD SHEE SN LHRER & O IZ1346)
Wb 5070 3) HirE REI OB BRATIEEN TS
D, SFICBEETICREDN D 2HEICEHENE L, F



1446-(36)

TEIRRE

o1V s
(pg/kg/tr)
STVEYAR
(mg/kg/day) ©

FOLAFE gy
(ng/day) 45

HJERE

115 (9), 2011

[ Abamen |

0 10

F I FE
(ng/kg/day)

127

10+

8 —
6

4._.

2...

{2 e L L L R A
12 15

LA S S S B B S B I JLI S S

18 21

24 27 30 33 36 Al

K1 ABEr & B O R,

7z, WEMOEE D IENZ VY. 4) FAENg i T
BEN TV EHRBEONBEN PR 2 ERTE 56
L, bOETIIMO THENTH .
REFEHCEE Y A LREOMEN &, CHLIZERE
W75 & BRI T 2 WO H 2 HEATHH W &
2o, RICHBFEBEHERESNLERNTH->TH, 4T
L b ABHIRIE Tl % CEEMIRIZ ki35 2 & b %
REOOEDEEZ LNL. SR AT, Kan T ¥ IV
BIRTFICATOEEE - F eV AERPRD LN,
Z ORERD BT R F R S iz CHIE R % #E5%
L7z, AREFNE, 427 MU FF FORER T EH Al
THEMLUHE, FH2EMETE, 20 3FERITITE
WESZEIIPIETE DT, 208BYRETA.
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EFR MR IEAE.

FMRIE - gz L. S5 RS 60 iACTHRIEL 72 2
BIPE PRI,

BURIE - 7El5 398 3 H, 1A 2812g THEEHH T
gt S A L7z, Ak 5 MgICT 7/ —E 2
JEMFIRSEVEASINBL L, ARIHE (<20mg/dl) & HBAL,
REABL 2o

ABEREBUE i 365C, IR 145/%5, PRI ASEL
A CRET IR & 52D 7. BREARET, MBS
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%®%ﬁk7mn AD R BIG U7220s, ol %
EHICRED 0 7V a— A#ER D 8.0me/kg/min
LT HEHARROMKMAEAELE L7z, 3 E I
Bl - A 2 A il IR BRI A B ki il A5 < 20,
42, 4dmg/dl OB, MW¥E A » A Y VHIE £ 4 31,
79, 196uU/ml & & i T & - 7z, b5 B P 15 8 0.79
mmol/L, 7t b EEE<100umol/L, ¥ Fu F ¥ E
B <100pmol/L, 7 ¥ E=7 T9ug/dl L WFh b IFEE
HWHANTH -7z, Bl 1~2i1Ce FaanFv  5mg/
kg REHE LA RISART, HE2IWX 7V T (F)
IR 300ug/kg B TS PG L ClukifEo LA %
iz, VA IV RIE 20ug/ke/hr CHEBEHE %
B L7z, Al6 20 U7 VR A FEBK (10~15
mg/kg/day) L7225, WELTHERTHo7/2720H
W2l cHIE Lz, HIBITH25F 27 ML A F FoRz
TS (15ug/dose, 8 WilHIE) Z B L72E 25, JIIL
PEfIE— H 300mg/dl T LA LRI 72 S %
Wiz INEEBEICT VA T YRR (Ei%A
32) L, &7 LT FHEAOR T A ClbEN%
EERWR L. 27 LA F FofHEICH- T,
RAFASHORRELZYT, TWRIA YT+ —LF
arvey hafle BESOFMELY BMIC, Himb
MO 1B RF A ST TEFE Y
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R BT, MR Lz SRR oSk
N/ 5 DNA #flili L, SURL & Kir62 %2 — F
¥ 55 ¥ (%4 ABCC8.KCNJ11) m&xz vy T
g v—A4ArhurygERETOE—5 - % polym-
erase chain reaction "TIIR L, BEEAERHHE L7
&AW ABCCS ? exon 21 12 R836X (c.2506C>T) &
TANEI A TeDNTFOBEGHERLZFEE L. Z
DEFRZLHHETH - 72, BF Kane DT HOT 1) IV
WERPHTLIHAICTARERL, LHEETY
WACERDY S A P, BEAERICRE U7k
Kap 2 (11pl5) OEE N 2EEIIEMELET 5
T e VORI gy KHE BT IR T O R B AR IR X
N7z U EORRIZHE 32 1CHA L, BEERE ff¢
T, AHEFIHS CHI LBl s /.

B[F]-DOPA-PET #if: : £ 5 2 H (K 2A) L 4#H
2% 9»A (H2B) &, *[F]-DOPA-PET %17 72.
WA J7 sk B R IC 8 © 2. Standardized uptake
value (SUV) %, 8, BEHO 3 »HTllET S
&, AR5 BRRCIE, BEER 54, M 44, B 64 T,
AEH2EIDAOHEMREICS, FHEESS, KER 4.9, BEE
6.1 £ 13IZTM—Td o 72. Otonkoski &> DFHE (F K
SUV/2 % H SUV A 15 Rl COE AR PIZH Tid
A&, WMEMRTEE 64/54=118, 28 HIX6.1/58=1.05
TWENRH O FEARNIHHE L /2.

Sk cofEE (1 TE) @ BB T E S
Ik B MpEMEEL, SAOMIAMICER &, BEWTAK
BEWNET B LHICREL. 47 ML AT FESE
i, BEEEB6IH T TEEST. ZOMAKEDH
It 720g/kg/day F CIRETE /2. ZOWEIS,
B[F]-DOPA-PET #MAAE R L, w3 h 2
BPSBETFRESR LA L 2MBHUIHE L
7o, BUAECEHEIT 220, WEHYEETE RS
7P F FICEBEBOMERE RIEAE L2

A% 6 20 H DAL, B9 2L A0 INUHE 1 25 70mg/dl
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PEEMHRL WA EEMRAL LTS, 1T E
2427 b LA F F0lug/h (24ug/day) ¥2o% HEIZ
W L7e, ML EIEATHEBOMAR LR Ry, &
EPLEWHETE CI2FMIZEoME 28 TH KM
PEEIFRAE L h o7z, REMMOHE-T, 10 2H
T b2ug/kg/day, 2% 02 B T 20ng/kg/day W2l %,
TE72 255 H T08ug/kg/day W2k L2 EH
5, HHAAT A S AR BE B ) (45~60mg/dl) 2%
W LB, SRR LT, IREfica—2v 2 —F
05g/kg & BMIL 7=, DAAIE AT MU E 1L 70mg/dl 2L
L2 cE, 3MOPATEHZ LA F FEEE
ik C&k a—Y Ay —FidF 7 L AF Mkt
2HhHATHIETE A Z0%6 A MEBEEEDED
TR R STy, STEEI 12208, 5
PR IS PH T 3RICER LR KU L A55% T
A MEIEH (L% - EE) DQ : 106, 3240 - M5 DQ ¢
80, Bk - H&MEDQ 95, 8465 DQ :94) Thot-.

ETOHRBRT 220 ABIC, b T8 (003
mg/kg), BOT FEMT A b (1.75g/kg) 17>
7= FNH T AT, 6,15, 30, 45, 60, 90, 120 4
(2, B (% 4 82,118, 146, 118, 72, 60, 71, 72mg/dl),
£ YAy ¥ (% 433,178, 11, <05, <05, <05, 18,
1.1uU/ml), C-peptide (% % 06, 2.1, 1.4, 1.0, 04, 04, 05,
05ng/ml) il L7, IEIZIEHHMPAPNCREL, 4
YA v & Cpeptide IBERIEE RS eholz. F
7o BE R BER (0, 30, 60, 90, 120, 180 4328k 1fL) TD,
IR (4% % 87,124, 151, 141, 129, 132mg/dl), £ ¥ A
v (£%450,68,38,156,21,66uU/ml), C-peptide
(&4 07,17,26,26,26,25ng/ml) Fvihd etk
TIEFHEANTH - 7.
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EHAHIE G 6 T C) TETVWE DI 1 HIDOART
& o7z, 1993 4 Thornton 5 b 16 O i EEREER 7 #t
HFEILTWBH, Wbl b % < (9ERD, 72 1401
EE R L TV B 4O B 3L TR T, &
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4 Murakami 5 b, 44EMOF 2 ML+ F FORETE
WOBIERPIETEEATHRE LTS, 4
BT RS 2 M OERIRC & AT 7 N
WEHLTCwS, Dbds, fHHEERL, EHEO
HEHELZLEEET, 7 LFF FEMGBROA
T, 0 3ERBRITHEE T SEAII IR T & 7 A H AR
OTRELREFLEZ SN,

ERo X9 GBSO TA I L &, JERIC
Lo TEHADVIERITKELMEND L Z 200, R
OHIEDOI O YE S HEECH - 72, Feald, 2
HoORWHERIMEEEL AETE=y—F52 LI &
0, AEREGE P OIS & B IS8 D, 20, 1]
W2 0lpg/h o L CTHEICWK T 2 ikt & -
2. 1 HECABESERT c—&Ichi 2384k
BPHREEIN TS0, BHEN IR TR <, i
BIIS U, LEEYET Rl swnihdro itz
BT TaZ &I wElbhi.

AREFI O & 95 IEIZFARZFD P LHEHEE I
TELAH=ALIZHEL, Kassem 573, SEAR%
FAVCTHRBESEIRE L Tw b, S IR ERTo
BHNEDT AR b — 3 ADEEH, IR EEL, &
BIPHUBICAHBEIZHEML TS Z L 2BIE L.
o OIEFTIRIFEMITRE LT Znds, Bk
BoOT VAT AT KA T, A A
Y OBRBIEEEMICIEEILTYD Z L 2L
7. LHL, CHIOEREESA 7 LT FIgdd 5
W BUSE F 723 2 vk TE AR, IRHEET
P ARFIEZ LY. #ETBICBYT W7
UVHF eV AERTH LA ICEEEESHWE
HEEEN 5D, FRUANOBETERCOF I HE H
Tdhb. HWEKEZ&OBERED S OFHI b B
THbH. —EIIZE, O FARX Y BT )7 )8Rk
TAHHEMEEVERESNRTWAEY, D LeREeL, &
IEBICIHERGBRIFCH - 2l E LT, #E#ETFR
LD EEFNIEL L 2V EOHEBIWEETH - 72
B, EBEERTLCOO CHETE LI L ThHo Tz
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NTWaH. LI, BIEHE RO S & - JHEO
FIVERY D3 7%, REPITIEEI L b o/ T
HEHHPLIBERM SN TWED, BERTEIRD
insulin-like growth factor (IGF)-1 (136ng/ml) & IGF
RAEE3 (203ug/ml) WL ERMIETH Y,

score : +0.7) TH o7z 52121, HEEPIREIZE
PERIHRADGUL$2 Z BB B8, RFEBTIHZ D L
I RIPEAEB G IR ko 7. BB, BHMoORE
T EHICBITAREDOA P L AL EET HLE
MH A, UL, AEFIEEOEFENLE A9
RHOKBEADOLIEE L L, 3 HEOFREAE
SEto Atz L 1 H 1 RO MU E O A O Fi
Tholcle®, WBOW N2 L8z
ARFEGTIE, SR % 3§ 2 s T ieds 20 & /T
B, PETHED?LIEOE A ER—S iR %2 20D
7z. ABCCS8, KCNJ11 S o Lo i R B 2 WF e i
RIZBWC, MHE % gold standard & 354 &, PET
MAEOEZEIRFTM TB~93%, AT
100%™, BMIZTFHATIEBHETII~100%, 'F A
BT52~64%" L MEBTIESDENDHB. ThHD
EHoEiE, AFEZERLHAIEOMEIC X 20D
EV. — T, MR B TMAE/PET iEO&TE
RIS MR L T B D B nwh RyEH]
DX, BRTFRE TR+ PET RE T AR
MHEE SN SE, 79 v AOKBBE TIRERO
FAARENE 10/27 (37%) TUFABITH » /- i s h
Y L L SR EERIEIS, I Yorifuji 51,
KIN BT BEFMEA ~ A VI OB TR %
v, BAlF Sz 10 BTl B A & 5 R -
CFEAMOHEDHFHPPET XD IEMETHSH I & i
£ L7z, HARATIE PET W OH#EEMED WS TOH
HIDRWFEEE LT, RIEGITIRILER K E 27
FIRENRL N &, TN 5 BRTE ¢ HEEE
AERVEEFI T, FEOIEHMBETCORY A& LD
YIPITAMPEOEICL WIS B L, RHEEL
TV 2WY, AR TR O IE T E RS, BT
B AR HER S TV T HILRFM 2 Ed B RER D
H I N R RO A E kR L - RIcsE ek
IETE EIEERE . '

BhUIC

GEFEA L, A7 LA F NS TIES TR
BRL, TORTEEIHFRZ P IETE 2 CHLAER 2 #)
F L7 M tREE S 2, oM REER <
SRR OWHBPICEIER S 7 CEHEIFCRA L7
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HIHZE I I 2 179 2 DT R <, BUBRIF%
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Three-Year Treatment with Continuous Subcutaneous Infusion of Octreotide Successfully
Managed in a Patient with Congenital Hyperinsulinism without Pancreatectomy

Kousaku Matsubara”, Tamaki Wada", Tohru Yorifuji®,
Michiya Masue®, Hironori Nishibori”, Ken-ichi Isome",
Kazuo Yura”, Hiroyuki Nigami” and Takashi Fukaya"
"Department of Pediatrics, Nishi-Kobe Medial Center
“Department of Pediatric Endocrinology and Metabolism, Osaka City General Hospital
YDepartment of Pediatrics, Kizawa Memorial Hospital
"Department of Radiology, Kizawa Memorial Hospital

Congenital hyperinsulinism (CHI) is a genetically heterogeneous condition, and recessive inactivating mu-
tations in the ATP-sensitive potassium (Kaw) channels in B-cells are the most common cause of CHI. Histologi-
cally, there are two major forms ; diffuse and focal forms. According to recently issued international guide-
lines, oral diazoxide administration is a first line treatment for both forms. In patients who are not responsive
to this treatment, further investigations are required for the putative histological diagnosis ; genetic analysis
and *F-fluoro-L-DOPA positron emission tomography (PET). Patients with a focal form are recommended to
undergo partial pancreatectomy, preferably through laparoscopy. Despite recent advance in these diagnostic
modalities and surgical procedures, treatment of diazoxide-unresponsive CHI remains challenging. Octreotide,
a somatostatin-analogue, is a non-surgical alternative therapy, but there have been few patients successfully
treated by octreotide alone without pancreatectomy.

We described a boy with CHI, who achieved spontaneous complete remission after 3 years of octreotide
therapy. The patient was diagnosed as having diazoxide-unresponsive CHI soon after birth because of inappro-
priate hyperinsulinemia in the presence of hypoglycemia. Since day 17, octreotide was initiated at a dose of
125 pg/kg/day using a continuous subcutaneous injection pump with good response. Genetic analysis showed
paternally inherited monoallelic mutation (¢.2506C > T, p.R836X) in the K.y channel gene, ABCCS8, suggesting a
focal form of CHIL Inconsistently, PET studies performed at 5 months of age suggested a diffuse form. Because
the patient responded well to octreotide therapy without any adverse effects, and additional interventions
such as gastrostomy or frequent feeding were not necessary, the authors continued subcutaneous octreotide
treatment. The infusion rate was slowly tapered by approximately 0.1 pg/h every one month. Three months
before cessation of octreotide therapy, asymptomatic hypoglycemia appeared, but it was resolved with corn
starch intake before sleep. Finally all treatment was discontinued at the age of 3 years and 3 months, and the
patient has not been complicated with any neurological sequelae.

We concluded that long-term subcutaneous octreotide injection could be an alternative therapy, at least in
selected CHI patients even when diagnosed with the focal form. )
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cine DEFNOOEDE LT, /WNEOBIRMES YAV
VHWEREE CERWEEA YAV VIE, BE—#ET
HHERR) OBEORIBEENT 5.
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NEOBEA ¥ A A ERIEEEE, EEEOD 0%
B &, REEEREREA V2 YIFEIZ L B 50
TH 5. 72 THEMILE nesidioblastosis & FrE T
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Sotos HEFEHE
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Kabuki fE {5 #E
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Timothy EBHE
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Mosaic Turner #i 25

S BT
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BN A S A
BB (Nissen) 44

BRI

JEC I AN

*AD ¢ WG, AR kS s

R IR R E & X 70, N
DR 2 SEBNIR LTI E <25 95% UL R
WEFAPITbNTE, L LAd S, ZOiikikl
BEFLLF LWL OTIER L, % OEFTHHE
MAEAFRAE L, F AR ISR U 75 B0 TR 5
WEFREA v A ARG ER RG2S 4 U7z, f4E,
RRK % FE O S AE ORI R O SEAR, 40% O
SEBICIE B IO ML AED —EICBRB L THB Y
TSI CHME 2 RIS 5 Z LAVR SR, AED
EHERECIRIRLDOH 5",

A

BRUEBA Y A VIUERE—OBEBTE 2w, &
HEICWET 2 Ao b0k, BREICREET 5
ORI END. BERFREREZ B & —@
PEAIE D JE RIE KIS TH % 25, SGA WRH AR
Moo b 7V ERBLIZBICE L, 13EALY
PEBEETHLEEZ LR TS, HEMLATY
LBIIME HNFAA BIZTOR T I NVEFEIZX 20T
Y. REBETRFE TR, FRE~FERAMICEE
W EAESSEREIR B (MODY1) 2R3 2 &b hTh
0, e SN A TR b e g s LB
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Thb.

—77, FREAEE KSR TH B LEZDL
NTw5, HBiET 5 Kane 7 ¥ D VEETF OB
ERIZEDHONRLL L, BT VST E A6
F % GLUDI #fmTRENFICR S EDBASNT
W2, IS o TEOMOBIET R X B9
bWAMEINTYS (R]). BKETE, hboo
IR T O RFE E i 50~60% TR O B K s T
PHETHEELZLND.

Kaw 7 ¥ 2 VBT ORE

Kave T ¥ 2 VT BAINAIEC B 5 ATP B2 A Y
TAF X ANT, A5 FOKrb25 T % 45T O
SURL A0TSR G TE C—oDF v A V2 L ¢
w5 ([1). EEICEVIMp 7SV a— A ER LT
BHKIANICH D AN s &, MIlRENTY VaFF—
Bk oTY vBbEh, SHICMERICL>TEN
CrBicf#snsg, EEShAZEVE VBRI b
YREUTHICA> T VBY A4 7 NV EBTIRESRT
G s, MU ATP IREN LA T 5. Kan T ¥ 2V
i, S0 ATP S LA %2 R0 L CHS L, BB
SRR L CBMRFEE I VY7 4F v 2V E R
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p-® )21~ YEE = AP LR b S
i e BE
ATP T
A 4
e VR
JIUEEYAIN BFRER
e RSV
Bﬁﬁ ﬁg‘{g ﬁﬁ a7y
Bl1 Zna—RREMHEA v 20 Y5l otkhs

L, BlEEHBHRNANOA LY LA X DL
WA YA U5 ENSL. Kirb2% 32— K§ 5
KCNJ11 #f5+ & %5 ik SURL1 # 2 — F§ 5% ABCCS
BIETOERIZE Y F v A VHHSEMIC RS &1
AN VWAL L CTRIEE A 5. K F v 2V
BEFRFICLBEA A ) YEHERIEREICE, Be
Ko BHBICEENB L RCTAROLD (HHEL
HEMEENE) & PO REPEO—HICRET 5
TR DS AL T 5. SRR ZE ISR (s
THhbH. FCRIEREORENTEE, B
PIBRIZ X 0 el AE 72 < IRIE T & B HEMED D 5 72 0Tk
RENCZEDOEHNIBO CTEETH 5.

BT Ko F % 2 VER IR (K 2)

ABCC8 % 7213 KCNJ11 B F KBk 7 U v
EREZFHOMEICRIET . WRoOEAEOB/BT, 1
oW B MBICAEMBLAVTINLEETZED
FURDBHRT VVOREPRZDZEIZEDEL S
EEZLNTWAY. REOKFIL, FRIER B
A4 I=DBREHEEFEZ SN T WD, ABCCS,
KCNJ11 1 11 F et ahi 11p15.1 ISR U e
B, O 11pIs5 CERHEED T UV O AN
LT B JEEHIHESR T H19, CDKNIC & Xk 7 U
N OIRDBFEBL T M8 K T IGF2 2547 4E
L. BEETINVOREIZEY, KT v 2 UIEEE
&Ko 7= MM H19, CDKNIC if{E o #25e & IGF2 &1k
DOREEFNREES 2 LT, BEOBBRCMIEET F
Ny F—= VR ETHERICHAT L Z LIS X ) BT
FRENELLEEZLNTHAY, HWAEBL Y AY ¥
AR IBERE L AR BOBIS O & 5 WE— DIRNE Y 7 V%9
4 FTHBH, RIEREE BRI 7V 4 PR
ISETH 5. RITEREOMRI B, Bz TBHN
LA RXHREROEY, 18F-DOPA I X % PET %
REGBARP A V27 A3 A (Arterial Stimulation
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11p15.1 11p15.5
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FHCC TR IR T

A 2 A VIO S R

FHRC I LIl T R L7z

Venous Sampling %, ASVS)IZ L 5 RESMOMAE
bRk > THbN 5. 18F-DOPA i3 Bl o o
DOPA A NEKEF I —EIZI DIV AE N, Frkk
REDONBIRERE H722 5. ASVS FIEEHEES, 4030, 1%
B#% T enNRETHEH2RGER, HEMES
IR, MEIRICA 7 —FT A EBBTHL YT AEFEAL
FREARILCY > 7)) o 7 LTSI L 54 Y A
VWM DENEARDLDLDTHDL. INLOFLEE
BRELCRIMEREEZ D o LoREL, BRI
LDBBELRHBEL N2 00, REZHEOD state
of theart TH 5. F4 i, BAMEHREORHNZR &
A PRHEE 72 TR E 2000 SEIC AT T THE LY
(H3). ZOHEMKIIL TS HIZ 12B0RFTWKRIC X
LIS L TW AT, IRV Z L1, FRAEER]
WKBW TR BEHEREOHEN S, EREFO RIS
2O D K T v A NVEE A » A Y IED 80% L
LE2EDBEIEDPHERELRSTHWE. Thbh,
PEITIZIRFEREZIE L BT 5 F05RCk DL Ric
BERETHAH. FREMZM L LT I8F-DOPAPET i
WO THHATH A0, BFETH - THARIFEMICE
WK CHE SN TV B I S L BT Y
ABETRE L WBID D% { WY ke ZFREERAAS
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(b) BIGBIIRIN A Vo 7 L GEAEE (ASVS). WD BRI 22w USRI HEA T 5 &

EAURIEENG.

(¢) 18F-DOPA PET. WESESHIEDMEAEARIE S NS,

DETHRENRPHZIT) TEPBEETH L. KA D
RERCI, R &) OB SE R T2k
FICHBTHAZEHPRENTHAEY,

GLUD1 #fn¥- 5%

GLUD1 #fEFiE 7 v 7 3 YBiKkFERESE (GDH) %
I—FLTwA. GDHE VS I VBr o bV
FANMRET Y EZTIHET AR T, KEFOHHE
CERCEIY 7 VYA 7 VPREETHE o b
Z Ny VIEEASEEN R S IUCHIIRN ATP 2o+
AxNLTA YA vl % &7-3 (K1), [
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TUVERSTHEEINLD, BA VA Y—ET ¥
B 7IMEREEL 27239 GDHiEaA > 2k 7
TATY v 7EEALE 2, fedu A > v ks R
HHE L SN TV DO—HIZRETH L. A VX
Y VIEEATE T TV, RIS TH A0, &
TYEZTMRECERERERHAERNR oY
O— A% R ENTHE. RELBEOET VEST
Mgz &7 L34, IEFEHEANOMES b s
ENTW5E, BRKUEEA VAY VIMEDOB L Z5% %
oL EENE, BHHIIBETRHICE Y EIND
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(D). BERHBICBIANF YR F—EXTHEY
NaxF—FiE Fa— 2w BB
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WKEB 74—y 7HEEZT LW ENDL, BM
JAA TN 32— ZAREZ AT 72007 VT — Ak >
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ZERCH AR AR B IRAE, B 7 ) VERTHRBDE
AESSAEMERR I MODY2 & & 7%, —7, REEZEOEME
LR TIEE BB M EIZIS U vl ED A >~
A VW ERI T, BA YA CERIIEHEE %
E9Y BAREREBE» S EEE TELEHT, £
CEZ7V%F9 A4 FRIBETH 5.

HADH 5T 5%

HADH #IZF1Z3I ba > NY 7THO BIBILREEE
Thb L3 FuFL 7l CoA BKERS (H8L-
3t Fu¥ 37 2N CoA BkFHEME, SCHAD) & 2 —
FLTBY, BEELICBWTH - D 3 Faf
TYIWCoA RT3 M7 ¥V CoAlCEHY
5. SMEEEEORIBEISFLIBZEAME, R, AR
&7 EIRITBE LR IO — R R R R T LA
MeENTWZ), IRSDBRFITEA v A YK
WEREAFAE T B 2 L A3iE S 72, IRAFRER AT, 1
Y NAINZF T TaT 4 NBBHO—E 5
5, INOOMBITEE DR OB T WEEIAH 45K
HFAETHIEPHESNTBYY, BEFIHMHIFEE
Thb, KBEETFOERD, @A) VIEE &7
THREIAHTHS.

SLC16A1 ¥ E

BEHFREOEA > A VIiER & 7 TEE TR
Th 5. REETET B 30 SDNCHEA > 2~
MM X724, @, KM ¥y
YEEOMBBHANOE D AR Hb B bT AR~
% —, MCTI1 (monocarboxylate transporter 1), ®%
WA W72 BN X o TIPS L 7o SLEE % HiE
WICHLD A E v, ZRCH L TRED BE T,
MCT1 % I — F$ 5% SLCI16A1 #{zTF D iEMHELE R
Iomric#mU -85 - YV e BB ABEAIC
WyAEh, 72 VB4 7NV EBTEERENMLT
ATPEERFTI 204 Y A Y HWHTET 5. 8
EF TENTOHEEIZ R WD, BN REIRE X/2¢
OB TREEBRTH 5.
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ABCC8 BIZFOK 7V NVEF & INS B FOWT )
WEEEF - —BEEMICORES N TN A,

Kire 7 v A VEARF R K %07 4 W IR
KCNJ11, ABCC8 DRI R IC L ) BB MM Lo
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R CEE 2 5, KCONJ11 BIEFREIC X 55
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W, A YA VIEBFEP OB L CAN K= VIRE
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T, A YA VEBRPAEIL R - THEPSES
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DY % DRIV LBME SN TVWBYY. 4 221
VIR, HERROE I RE T b sk
R TH B 72, PR & FE Lz Eid—
b B HEETFREL T LT, KCNJ11T #5FRE
DFE S NBIEFTIE, AVEZVEREFOMHE %R
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bH. ANWKZNWREFELTE, FYANVOyT54
TRBMEDL NI )R 753 FEEIEHSIRT
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HAVRERHSMRE B115% #1175
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HHTh 5.

ABCCS #fnT-HWIC & DR IX, KCNJ11
BIRFERICES 0L YV BIEDOMEI DD 55, [ikk
AN KRZWVIRFFNSUS T 280555 Z EBHIS N
TWBY, ZORED, ANFDVREROMFE R
KCNJI1 ZRIZE D550 0w el sh
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INS JEAET- BRI X B 37 A VR R

FA YA I X BBERIEE, DT & D s A s
ZHLE LTRSS T Z2BEA » 2 »/C
RTF PO A7 T, Dmﬂ#%%%mﬁ*
W B DS, KERTITBIEHE IR 72 v LIPS sE R T
botz. TOHA A ¥ (INS) BfaT B & BRI
B LU TIEHN - 72850 e b o 7248, 2007 4E Stoy
WX AR REOREGET L LTHREREN
723 INS BT EE I & 5 Fr A4 AR K8 0
TYUNEFICIOIEIEL, 41 Y A) V5 HE L7
WETHIELTA Y R VIHETZET 520050 H TH
5. Kaw 7T v RVEIEFRE &g o TREFHERIZAE D
T, ANVKZVRFR DB TH L. iz, AE6»
H P SE U2 FR R T D BIgINE L Rov s oh
FRUC, kB OHARZ b v 1b BURER 7 12 55
ENTOERR, Hilio MODY & KO0 7w
BIEETAHIELHLIETHMONT WS, —ED%E
FIciE, M7 UNVERTHIET S0, ZOLPII—
VAR IR 2 & 72T b O0H B, INS BIET B
W2 & B BRI T 7 ) VEBROEIEL LK
NTELD, RTIVIVEFETH B ELELELI 0D
5 (HB, R

7 AR S — B T PR 9

— Pk R 1 2k R R R D 50~60% * 1k
D5, HLI3ERIETTICEET A0 ERICR
THRTHIEBDLIENHONTVS. BHE W
FHRIZ6 FROEORFETHL. 6 FLOBEERD
6q24 AL LB RO GOERD A BFEH L T B 4
YT Y MEHEBAH Y, FEMOBRFEBICL D —#
PEHERBEE LS EEZ SN TS, ZOHEBNICH
AEEM#ET & LT PLAGLL, HYMAI 351 5. %
ik EoZALE LT, ZOMMEORIER Y4 Y
3=, KHRT7TINVOESEE, X FNLRELREN
MEHENTWS. L ZFP57 Bin T OERPFHE OO &
DL LTSN RBEF EMARIE 6p22 ITFETEL
6q24 FHIMD A F ML ([ FY v ) Ravia—iu
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7k 5t BUHE bR 9% O K i {5 T T & % KCNJ11, ABCCS,
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#3 MODY B X0 MODY HMGEIR % & 723 8HATF 80 & BRI
g AT AT W R A
MODY1 HNF4A hepatocyte nuclear factor 4o VNS G IHED S O,
AN TR Z OV EREEFN AT A,
Pk B 2 2B Y.
MODY?2 GCK FnvaFxpb - BEEE L
M AR 0 AT B LT
MODY3 HNF1A hepatocyte nuclear factor la MBS A THER S .
BRI ARG IR T A S L d A,
AR Z VBRI A A
MODY4 PDX1 Pancreas/ducdenum homeobox protein 1 | Fi1. W7 ) VS CUIBEBIE 2 4 5 B4 ik
S R R
MODY5 HNF1B hepatocyte nuclear factor 18 B TasE bk
MODY6 NEUROD1 | neurogenic differentiation 1 EE PE NMIRICIZRE,
& ) AR W ke
BEIR . <
(MODY7) | KLF11 Kruppellike factor 11 T ? PDX1 OFSHIMH.
(MODYS8) | CEL Bile salt dependent lipase RS 73 B8 % & b 7 D BE TR
(MODY9) | PAX4 PAX4 SERIEAE A . W7 U VER T B
(MODY10) | INS A VR v ! ROBRBET. FERELD Y.
KCNJ11 Kir6.2 AR VSRR O B EF. FEEELH Y.
ABCCS SUR1 PERR B O FENEET. FREEDDY.

F G O 72 MODY 2R 20588 L 5 5.

INS BIRFOBREDP— B IRIFORE 2 R § 2 &
HHIEDMOLNTETWBED,

FrAER—BERERRERELDIIEETHL LD
%, RN & BRIRIIC X AT D de v, B
WSO W TWNEERETH > THRROBEEH
BHCANTZBRZEAT) S LA TE S, 6024 OB
Py AV I —RXHET I NVOERIE, 2T VLRER
B9 PCRIZ & ) BB ISR RETd 5 . AR BN R %
ZW LIS, K T ¥ DVEBIETRE L & DICEY
WIRE A6 2 L TR OREICESTHEEZD
na.

AR T B B AR PR P

BT HRIRR L, 4 v AU Y OWiMET 2 F4
ETrbnE, AV A VIR ERETSELOI
KRS N 5. {i#E Tk MODY (maturity-onset diabetes
of the young) (2% 4§ AHIRFE, I b3 v B 7HH
IR, BrAERBERBRIARENT, BETEA YA ¥
SREBREERA VAY) YV I FVEEREE, &8
BIEIHZENRE 2 ESRERNTH 5. MODY (18 &
1=, 25 UL T OFFE5RE, M2 s L, BT
¥ monogenic B-cell diabetes Z IR Z & ASRE ST
WY FREET OIS L0 BRI, EHICE
WAH Y, TOREIZEETHS. MODY ek 1~
6 BB ENTE A, —EHI%EsH & MODY7~10
FRIBLTWS (£3). ZhUSNS, KT v A0V
BERA D MODY EXBoo &2 wiEkRERT &
WhHBHIEVHREINTHS.
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HNFIA BfnF O 2 — F§ % HNFlo 3B filz o
A, Ko F ¥ AV OBREHFICEE LRGN FTH
5 A TERESAY—%2 W Hrvidgho
HNFIp & ~F 1 ¥4 v —% o> CTHEH DNA IZH&
L, BEWEEHObT. R#EERTOR 7Y VEEIC
XD MODY3 #59E¥ 5. BE, HEBEZ & oM/ i
EEHENZ ODFET, RANEREREEICL D
RIFFRIERN IR X B SN D 2 edh 5. BETDH
B, AR NVRFERPLEBARTH 5 2 &0
LNTBY, MHHOEEGRIEZA VA Y IZELewn
EENTWBEY,

HNF4A #{ZF 8%, MODY1

HNF4A #B{zF O 32— F§ % HNF4o i3, B ML
i, V7 FMREICBWT RO HNFloa O FilICH
AT HEENFTHAL. F 7 VLVERTMODYL #%
FES 5. MODY3 [k, M/ A& HE S BB IO 56 R
THA, ANFEZVRERNIRASERTH 2. fidko
I KRB REFORFTINRE LD OBETIE, Wik
BHNCERIB A, —@ME A~ 2 Y RIEE %
BITIERHLIEDHSNTNEY,

HNF1B #{z T 8%, MODY5
HNFIB#EAFREMER T HNFIBZ 2 — F 7 5.
HNFla énTud4 =252 PN T3
%%, HNFI1B B=F DR 7 ) VE% THiET 5 MODYS
DOFRFRIBE MODY3 & idhiz ) B b, BHRBPRT
DIVEERY ) TO83% IR SN, B, RikME
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PREBIAEEHE, 2 DMBO B EXHLNTW B,
PR E 48% IADFT AT E S, 72 9% W[CsME
BRI MBS TV LY, b — BRI 2
IXE IR & £ ) BE IR C RCAD (renal cysts and dia-
betes) JEBERE LRSI N TV 5B, BHE % ED L VREH)
LHY, EEILETHDLY. L R ViEBEELEE
G5 EDNS W,

GCK #faF3HHE, MODY2

FhaAXF—¥E I~ FT5GCKBETORTY
WEBEIZE A MODY2 I, &b % Wl EHHIRFE O O
EOTHL. FaxF—YiL, W7 U ILORKREES
BERCTHARABRIBERYE, TV NVOERT
MODY2 # & 729, MODY2 @A LMl LT
A Y2 WO E T, BABNIZIEA
YAV YHTHICHELET D, ABT bR XY R
FIMAEEIALSH b, ENEE CMAE S HE D 2w
ZEDPHMOENTWAY, Fe OFW L7z HARNER 18
B¢ b 22 EF B 12 118 ~144mg/dLHbAlIc (JDS
i) 13 59~69% 125 LT w7z GRIEE). £ v R
VR T 3IIAE T, SRR ME &

ZAbNTWwAD MERTHE 2N ZEMICIE
MODY2 OMFEA S <. M5 9 kil TRsE S % i

FEVERE RIS O 2 0 Tl b .

Z Mo MODY

PDX1 i#&f=¥, NEURODI #&f5¥, KLF11#EfmTo
K7 UIVEEIZE B MODY4, 6,7 idwiFhdHid T
TheEEZONTWAD, CELEMETFRWIZX A
MODYS8 IZ A I BLUH 2 fEvy, R IR Y
BIFEWIREDBOTH L. MODY9 DR EET T
B % PAX4 13 B MIRBOF A ERE R G R TC, K
TUNEETRIET A, BARAIBUY 2 2R HE X
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