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2. BEIEH
e RVES A > AU b, AN - LRI B A A i B 2 & Jo R R TR R T B
%o FRMNETCHOERL 21-23 A7 FEMEAEPEZR R TEARIFZE 2602 3 T ARSI R 1359 35,400 H
RS T NGRS A 2 A Y e ?&lﬁ%)&%ﬁmén%g T OWE I 0> HAE O AR OB X E A A
L e MR PR M A 72 0, B e i B EE D CHRECH 5, —imPEONFI L R
mnwmmm&@(Kn\m%igni%34@um@ﬁﬁfk%¢m LN, HREILLAE
HEHE L. COL I TR E Db o LHEE STV D, PERRAE T, R
el U CIRmmes 7 R obEseiik & o7 %A RNARO DM Cd - 7= 28, BE
Erge il oo K4y % 1= &%ﬂ@w?%%w a1 (ABCCS8, KCNJ11) A X AAEDIE &
WENTT XA RRIGVETH S, BT OGS B Zﬁ/ﬁm 1 95% LA DR A= Rl A3
Hbﬂf%tm\m&ﬁm%#ﬁ/ %wﬁﬂtmw@k INMZEFMED A A Y ARAF
PR 2 369 L C & 7= (Ot 1), (27 > TASENZERIC I BANIEA AN 5 OV E A
& RPN IR R 2 Rl s d 5 2 5:7% H 0. RPETPER S IR s AT - 18F-DOPA PET (12
KD RAERZWNIC IS W TS O UIBRIC L D R CE 5 Z ERH LT (3L 2)
FeE T R FTIASE DM « TaEIR RS S/ CCiik 3. 4), L L3 s, OVE Ak
JAE % FEo b ORI AR A 2 R B 0 UIBRIREE 72 Bk U Tk o IR A7 L
TWD,
U NUATF Rk, FEWEY < bR ZF o7 n T, AR K DI IE N &3 5 F 5
DENIL DS SN TRY . BANEINDWFES ORI A R4 CbitilisnTnd
(CHR 5-11) . Freds = kﬁéﬁ77«»&%%@15ﬁ%% P LT TSR C L. BB T
HRBAEFNZAEZIT, 95 3 BIERMMEFIC LV T2 B U Cig R <l L=z
EDRENTWD (3Ck 12-13), Tbb, 47 AT RETFERBEIL, o7 %91
P%%@KEKWLT@%%'E%%Kﬁﬁﬁ%éﬁ%%%%D\EW & o CrIIEEE 24
2 & D EFVERERIROFBEZ B CX 2L H D, LrLERL, BIEE TREE -2
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£ 1. @A AU SEHRDEEOZKELE (HANENSGS
RIMBERF L 331 2 i (cr1t1cal sample)
A AY >2-5 4 TU/mL
WEHERE AR < 1.5 mmol/L
Bt R B <2.0 mmol/L
MmpE%E EFIREOT RS E
>6-8 mg/kg/min
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£z 2 ERMEAAY VIEDOIRK A

TR FrgitE GE | Kae T ¥ RAVBETEE AR, AD, BFTE
JEEREE) | SURIL (4BCCS)
Kir6.2 (KCNJ1I)

TE I VERBUKEREER (GLUDI) BiETEE
shaxt—E (GCK) BiZTRE
HADH (short chain hydroxyacyl-CoA dehydrogenase) KIESE

AD., &7 E=TMLE
AD
AR
UCP2 B HE AD
AD
AD

. TEMHRIZER

AV RY CEFREEE

EBEFRNE (SLCI641 BETE)

FfgetE (fF | Beckwith-Wiedemann fE{E#E

BEREIE) Congenital deficiency of glycosylation 1a, 1b, lc
7E

—i@tE P& PRI FHARIR

SGA 4R

A U AREREMEA R Y VILEE
BEY bR EERER 5% AD
HNF44 BREE

BRME AR Y iSRS

AVARY ) —=

Adult nesidioblastosis

B3 2R

B A8 Wi (Nissen) il

AD : WY EMKEMER., AR BQafSHEEER

3. IRAR
3.1 &
®

1 BoEERE
A% 2 BUR~TFRM TY T Y F9 A FARISHERES A A U AR GEE &
‘%"z‘%ﬁéh\ F7 b VAT FEBER TESRIE, 47 b VAT NG TR E %
TR, SUITHTEEFITHD Z &,
® ZIKEJ“F”?:EJJD ICoNTREEED & BECRENMEONS = &,

3.2 MRSLEE
FrIZER T 720

T EYA FRIGHELERMESA VAU VIEDRZEEE (%)

OFpEeEIC RIS 2~ LU, IFE 45 mg/dL R OB S Tl 1 > A U > 3 UmL 2L E
RIERATE 5 2 &,

@I#E 60 mg/dL L E A #EFFT 2720127 RusEsaiE®E (GIR) 6 mg/kg/4y LA EASMEE
ThHHI L,

@TT Y FY A K15 mgkg/ A4 3 NAREM CTHAE 60 mg/dL LA EZ#ERFCE 22 &,

A BEEFREREFZEIZONT
4.1 HEEH
F7 MUAF RETER: v FAZF T, V< b REF U OEYRREEERT
EBEREHSTHD 4 DDOT I ( Phe'Trp-Lys-Thr ) ZZDE X DEFITELE 8
BT I VBILRIERTF KT, Vv FAZF AT, RS 100 ~
105 e L, A THD THERIGHANFRE L oot Y~ NAFXF T/
%%UT&% BRIV R R VE L DIEDS, BTSN SREB MRS DA
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PR /3 SY WA ﬁm& ZENMBITWS CCHR 6-11), HIEE, Selis B E -
I RINEHEWN TN ML B fb*&/}fi/{@}éﬂ (VIP PEAENEE:, vTF ) A BREMETE DR
DR INT A RIS A B D o pEAENRED) - WA AN . HETT RS
W L DM PRIE % U CPEBE A R v 2 7T ¢ A7 7 —< (JR) DME LT B,

4.2 HE5R*K
WA TR (1 H 3-4 [a]) XAER— & 7 ViliiigoR o7 % o T- Bidei i2 T 18,

4.3 EIEMA
FaRVES A AU PMIEICK T DA 7 b LA T RECFESRROREN & LT 165
PAGHI O WA B O I FPRERE R | S 30 KAl IR O R B TR O1E 2,
HAEREIE & U CTHBEMG R S s ShTngd Ok 14), E7o, KRBT
% DSBS (SCHK 16) . HRHR P I O WL ATEIE (SCIR 16) . R IR o> JTH e
PR (OCHK 17) S STV D, Mo IR 5 MRS el SALTo A 2 k5
ETDRWEMZRIZHIT D,

3 RIVEA - AR S O SEBUREL 03 GH(BAE AL S REAEIS)

RAFEZORR " 8 AR 25 OO T -
T IERE 24 i1 135
EEREDI 26 168 194
BRSO RREIHN 142 41 559
BIERS ORI M 20 63 839
BMERZORREHE 53.8% 24.4% 28.4%
BIER% OIS AEROEENRTED BH0 % (%)
BH - RN BERE 34 (11.5) 151 0.6) 441 Q1)
Z 558 1@.9) — 1 0.5)
FR 1 3.8 — 1 (0.5)
s - 1 0.6) 1 0.5)
KT 1@.8 — 1 (0.5)
iR - RHERAE - 20 (1.2) 24 (1.0)
i — 1 (0.6 1 (0.5
BE (&) — 1 (0.6) 1 (0.5
BEMERNE - 141 (0.6) 141 (0.5)
?%%F — 1 (0.6) 1 (0.5)
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FaES 141 (3.8) - 141 (0.5)
A URFUR 1(3.8) — 1.5
HeEES 6 %1 (23.1) 24451 (14.3) 3041 (15.5)
ES 3 (11.5) 12 (1.1) 15 (1.7)
Mgt 3 (11.5) 6 (3.6) 9 (4.6)
T 3 (11.5) 11 (6.6) 14 (1.2)
Bk — 1 (0.6) 1(0.5)
BRER - 1 (0.6) 1(0.5)
it — 1 (0.6) 1(0.5)
BB 1.8 — 1 (0.5
TREE S — 1 (0.6) 1 (0.5
EH — 1 (0.6) 1 (0.5)
RS — 1 (0.6) 1 (0.5
P - RS REE 141 (3.8) 741 (4.2) 84l (4.1)
FrEE — 2 (1.2 —
FFiaeEs - 2 (1.2) 2 (1.0)
AST (GOT) £S5 139 1 (0.6) 2 (1.0)
ALT (GPT) L& 1(3.9) 1(0.6) 2 (1.0)
EULEVELS — 1 (0.6) 1 (0.5
AaE — 2 (1.2) 2 (1.0)
y-6TP £5 - 1(0.6) 1 (0.5)
Rt - RERE 241 (4.7 241 (1.2) 441 @2.1)
Al-P £8 1(3.8) 1(0.6) 2 (1.0)
&AL L 13.8) — 1 (0.5)
ik — 1 (0.6) 1 0.5)
— L aREE 141 (3.8) 240 (1.2) 341 (1.6)
P R 1 (3.8) — 1 (0.5
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EHTAE () — 1 (0.6 1 (0.5)
ity () e 1 (0.6 1 (0.5)

B FA AR L i 4 {5 (15.4) 1041 (6.0) 144 (1.2
FEGT RS 4 (15.4) 10 (6.0) 14 (7.2)
1) RGN, BRI A SR L 2 A T,
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2) !!’6; M\bﬁ Ml“ Y
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RER—V~OT 7 EAZIDID, RATV— FEHNTIT S,
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[BERBALARFEAICBEIZ A7 R VAT R TFERZBLE L TW A EF O ]
BEEMSEE LR L, B E CIOLBERBEFEAZEUICRE SN TWAE
BIFBREEAREE L, BT 4+ — DI FOEEEEHL, FIFR1OF =y JEEH T L
DIEFIHEE (CRF) Z/Efk L. FE/EIC FAX TEf4 5,

1B BALE

5.2.3 #9 FLAF FETESHEEORR

BEFEEENT, 47 b LA NEER FEN SUIRG R TR EEZ BT 5,
AJEITFDEEMRE TH D720, Y EN S DOZFDMOBE EOMBEREOE M
23t L CHEBERITEEXNIST 5,

TRIEBIAARE R CORR Y R R R & Mo xH 2 MBRE (BigXE. 7
NAITUEE Traangad NS By MEEFHD . FofMoERER
WX IR ONE ZERIRE EICTRHET 5,

5.2.4 BEFHRE

FREBEFEEDORBENLMLERGEIX, FEEEEIIERFHREADHHAE
(LA P BR—=bN—=D O RERN—Un6 A 7 va— RagE) (2 k) s
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1-2mL) ZAFEREFEHITEMT 5,

W R T, BiE» 547 7 5 DNA #fH L7259 2T, KCNJ11, ABCC8
Bl FDETs )% PCREA VY Fr—r RAIETENT L., ZROFEZRE
T3, BEFHREIIRET S CRSER L VX —ERIFEE v & —I2 T 5, Bk
i, EBICHYEICHRET D,

5.2.5 f@#BAIR - GrAAE

(RIMEE 64 D AR (BB /v S E S aalFal REE,
TV T LEEGAD . BEOIBR, F OMABHE T A SRR I Y E ORI
n5, PFRABEOEFICEE L Tk, HEEZZ ORI, EENEZ L, E
B EICEEEHT D,

BLEFREICLY ., LH¥kED ABCCS XL KCNJ11 Bfa DR T VI VERNF
EINTZHETL. FERFTERZE O REMED & Y BEE 0 IR TR 9 2 AIREMEN H
%, FOBE. WEMEE L LT 18F-DOPAPET AL ETH S, EHERIIFOES
BIRTHRERBREE & HICHYEICREL, 18F-DOPAPET MEZHET H5HA1T
Rk 28 4 3 A 31 HE TOHIM., BEHLAHET S,

F— & DINE
B EFMSEHEYEIL, BE10F = v 7 Z 212 5.6 O EHBFHE L IEFIREE
WAL, FAX TF—& ¥ o & —|ZE 5 5,

[E] BET —ZI3BERL - ID 2 EOBEAEHRZHIR L IoRER AL 7 —
Zt o Z—IZ FAX UTctk, EFREZFICHMA L, FIFE 45, PR TRIZ
EFIHEEFRARIMAEE RIS L, BEEEMRIC TRigke LTHRET D,

BFRE TRICKR TRELZEF A -V TEBRICERT DL L bIT, BRTROB
2 - RAEEH ZEFAREEICEA L, FAX TF—F# k2 —I0E4T 25, BEER
BIYEH CIRIRDSHERE T & 22\, i3+ 2R B E o NRWEOEB THEZ
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 AOPLATEAROEY

fE- R iR
5.4 BEEFI
1541 (AL ERRIFERE L2V
[E% EEARHL)

Rk 24 FEOFEMEAS (103 77 3 TA) ROYERMEREA A U > MUAE DOFERF
JEF (59 35,400 HAIZ 1 A) LV, FEOARIEFRIE AT 30 AN LH#HE SN D,
F . UT VXY A RRIEORIEREIILZEDOBLE 50% & SNTNEZ &b,
AW OR R L 72 DA RBITEMIC 15 H EHEE SN D,

PLE XY AR ERE TR R R KR OEFIE L LT, 15 FI 2R E L=,
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5.5 WIREMEHRE

FEIRAFZE5 8 L 0 e 2948 3 H 81 H (A L. $HLICIBERIAT 5 BE OBEROE
f5FRE - 1SF-DOPAPET iREDEERMII TR 283 H 31 BETLET3)

5.6 HEHEB (BHIIAERDLEEY)

BEE R - DWREERRET R
BRI - LD ERMFEIREONE
FEES

Z7 VA F FREE

*7 hUFF FREE

ST R OBEH R

B EH

HE. (fE., EHE

BRI

FAY MM - B, [ ERSE

AV ERRE - I+, Na, K. Cl, Ca, AST. ALT. ALP. TBil, DBil, BUN, CRE.
TP, ALB

*EFLAT CUXERRED . 7272 L7 R oiEEg - SNt & 15
GEZ ik ey )

FERE (FRT X FMEHLNCTT D),

e T R

JEEEDIEHE. FEA DHELFET 5,

[3f] BEsE - BRERA I Va—n BIER1) USAORKER
FROBERERN, BIRUANDAT Va2 — LV TEESNIZHE, T OBSERIT. JEF
WA EFICRET D,

[TH H 3% & DR L]

BIEE COEMNIAPLDOERABRENL, EREEA VRV VIEICKT 5427 b
ZF R TFESTEEOHEE OB WEWER & LT, I8RO LEsfER, AAE,
JEA, FFmEEE,. REYREFAROREBRENR ST biv, HEITEY ORE) 23,
EELBIER L U TEMIBANRE SN TS Ok 14), £7-. ERERITRH
ThHHPLHIEE (O 15) . IBEFIEZO TN ARIE Ok 16) . BEHIFERARED
fFHaEREE (Ot 17) DME STV 3, tMoOBEISIIR$ 2468 ARFICERE Sz A
G ETHREIVER (£3) LabE, TNLOHEEERAZRE L,

6. FHEEE - 773

6.1

HEhE DT

TEIMEER - H5BHMA 4% (X3 H) TOT FUBEIRED 8.64 gikg/ B (6 mg/kg/
FILTICHETE b DEEDM, B TETLb02EMH L L, AOBIMBELELE
Zheg, BB BEE R EDHR L L TEHET 5,

BIRFHEEE : OLELSNOBERA > FTORZIE, FHE  {FRA L M TT FokE
WiE B 2 AR OEATE T 5, OMRFE TR  IEMAKE 1 FULRBLBETE
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@ [EZE G OTBEE R REE - BRER2ICHRD b o)
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HEBESORBRIEK L OR R

HEFRLOREEMR (T2bb, REREKLOREM) 13, HYENHET S, HYER
EFIREZOREHICHT- > C, [FEFLPHABREIZLD2 L0 LW EWV S 5
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AEFEROER
BEFEZROEFT, LTRSS,

D EE : AEESRHEEL, UEb EOWREETRE-TWA,

@\ . BERERSIIFZLCEE L TR NS OO, IFIFMk, Xt 1356 & OREE
IZR->TW\WA,

@EELEZIZEBELHY  FEFERIILEOREETEE LD, BEENE-
TW5,

@ REME : BEFEZIIKET TH D,

O L : AEFLOMFR, ET L,

ERBRAEFR~OXIG

® e EH A ~DHE

e st DY EIL, BEELAEERORBE LMY BLHE, YELRIIOWTE
BRAEFRICHETIREELIER L. THRFERICRET S,

@ WHFEFEE R DXt
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