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BEDRI S~ H 2™ 5 1 BRI A AR,
it 2017 41 [ B b s 1 B 4 0, W s KB S A
R 255 SN BAE LT A 30%~80% M PR 8 L
AT K A BRI FIERA 1Y 73 8, 2O E S
FEF T, 2017 4F E L ERE R SRR i
473N BAEFG B AL 0.6 T1 N, Y46 Ja 4 Bk HE
A5 AN e E e R D LA AR

FRAE 1999 At 5t T3 A= 41 2L s B Fm o, B IR
5 4 i1 B OBE BR 9% (type 1 diabetes mellitus,
TIDM) . 2 %I B JR 9% (type 2 diabetes mellitus,
T2DM ) | SE WP b AR RS AU s . B PR
PR o LB PR 1 19%~6% , B K Z 4L A
WEPRITE I Sy iz, ik — 0 e b [ L2
T AR FUL DR PR 912 W7 3 B AT DT
RAEFIG IFRERIITAL KB, i rp e B2 LR

NI R AL ZHE I 5%
WM BT B, [N 25 5 I P AR A T 9 27 i
I RBTFE R, T T AR,

— AL DRIBE BRI Y 7E X

PR PURE IR T B AR A A DA A
I 5 F A 3 B v A DG B FH A AN R IR e 1 A
AN R SR R BRI . TER RN LR
oo Pk | Bk il R Oy s A B &
A5 (AEACRERYR) . C & B 40 A M BRI R B PR
i Y Y A A I R A AT HURF IR e PRER B
gL 70

AL 739 1 5 2855 J BT D) ol a4 ik
BRI B ZRAE IR i, BT 2 W s H A L.
A AF R 1) 8 W R 975 (maturity-onset diabetes of
the young, MODY ) J& 5 UL 1% 5 DX RH SR R
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HAbA A #H A JLBE PR 9% (neonatal diabetes mellitus,
NDM) | £l {4 B PR A% S PR L T 5 IR AR 4 &
LS

AR o B2 G2 W AR DL 1)

(—)FFEHEIRIIZ BT

WA S =04 bR Pip 2 AL s L /0 AR B IR
s D 2> L[ 1 7E 2 Wb v, AT BRI Y =2 —
G RAEIR [R5 LA 4 26 i 1 25 B AT 2 b
B PR IA - (1) 25 B8 MAH=7.00 mmol/L, (2) 4R} & 15
(FH 1.75 g/kg TCK BB T/KAVE AT, ek
AN 75.0 )2 bl 4 =>11.10 mmol/L, (3) B #l
1M1 B% >11.10 mmol /L, (4) ¥ Ak 1l 21 2 1 (glycated
hemoglobin, HbAlc)>6.5%. WhZiiiE &  4E 2 Wi
(19 HbA T KM Z00R I SE [ HbA Te AL i3 2
LSO AR RO ACIE A SN Y 864 T, 7

LSRN

JLE PRI HbA L 25 s, T, DLk
AT ART— ARG I 53 | A SRV PR S AR IR, 0
TR H MU A AR, 5B IE RBE R
P FUL, R A MODY UL, AT R A 25 I 1
SZ A BOME I A2 40 I R 5 R L RORE s 7T R
AR A W AR — 2L A T oA A

() Fistfe#ii e

i — 22 B R e 1 £ 73R o
Tt AL 2 RN, T DAL I BF A B3 DR PR 9 1 2 A8
A BT A S 25 RTT T 5 ARG I
R, IF AT T A e R O AR AN T s AL i
XTI A2 F] TIDM F1T2DM, 504 16 IR B &4
P27 1 FE VR B PR L AU PR &5, S0 7% I A 7 i PR
R o AR B8 LUBAR Y AR [ i 23 A 24
FE 0TI IRAE B A 6 09 L, — ARG

TOHE PR SRR IR

v v
23 W 1 KE=7.0 mmol/L FEAIL A 25 1 I
v BBEHLIAEE=11.1 mmol/L 7.8~11.1 mmol/L 5.6~6.9 mmol/L
23 [ 114E>7.0 mmol/L l
R BEHLIALFE=11.1 mmol/L ; | l
Sz W70 mmol/L v
i FEHLMAR=11.1 mmol/L
v v v
WYX OGTT 2 h)5 OGTT 2 hJi5 IfiL bk OGTT 2 hJ5 LB
IMAE=11.1 mmol/L 7.8~11.1 mmol/L <7.8 mmol/L
| |
A 4 A A 4
WS HE RIS T e 5 73 I 40
SRS B 0y 2 B SRR S s L A v
Bk RIS 3 C KT BRI A TE R (1 @6 A it 20
PLBARI TS @6~12 ARG, [ BTk
QFIEWRIMAS
@F LA AL b)) w5 R SR IR
P
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v
| 2R

G2 Wi | BUBE IR 5 AR5, A5 0 53 I
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TEAEDIARGI o X il RAFAE SR ) 25 S AR L,
Joits A o ARSI AT 20 D FRL R E
FNAEFRAF L E ) RO [F]

Il R AR 2 A 5 B AT 20 7 as A 2 A I iy N
B (1)6 HIRHT & ; (2)6~12 H RN, H Sk
BIE 5 (3) & IFA AR IMR AL (Fe RO 1S 1
BRGNS IR VR E
S BCHA A B e ) 5 (4) FIRZAN (AR
PLE) s A soss PR 5 5 (5)12 181 T1DM 548 )5 473
AT B AN DI REOR BA 1B 5 3R I, 1M
T8 MR CIRAE TE H30 B R Al s (6) 32 ik fie
147225 L e I 5 (7)) 3 26 JLIBIA ve Jig 5 2% P I b
SiE 5 (8) S HEIHRLEEAAT G Y i 25 PR S g 2 B, 7T
FEA Il = ER A DR AU R B (9 AT
PRI 2341, an b e i AR, DU AR s ok = SOULA
Rik,

= AN RIS BY B R R 1) 73 Il R AR A
HRYY

(—)NDM

NDM 2245 6 H ¥ LA A s (08 bR , 8 i ek
30 Ff FLEE PURHOC NDM RSB AL IR o 45 A i) 73
Fr 2k P Hr A JLAE R 9% (persistent neonatal diabetes
mellitus, PNDM ) F1E7 B 145 A= JLAE R 95 (transient
neonatal diabetes mellitus, TNDM) , & Ff i I 7M i
AR B HEEAAERL, TNDM & OB R S IR 2 1
JUREILA A N2k RAE LI Z J5 T e
B A 6 H IR AOHE B R LRI A 7 A
PRUAGE N, B 301 7% e DRI RS 000 K85 A7 B 7 B R H1 2 93
Jio LR NDM A ST .

1. 6q24 ENE XI55 33 TNDM : 60% LA 1
TNDM S Fi1 % (5 1% 624 B X8 1 [N A2 53 ol
AL TR T, L PLAGLY JE PR R A 45 i A5G Y
B0 % 5% -1 3 R (HYMATD) 28 5 d5c b 4 L
TNDM %955 5 ENC ik R e BE 23547 O, 47 3 Moy
FHLH, (165 PR R AC FR R A, Uk
£ TNDM £ 50% , LT 52 PNDM ', [m] ff A1 5 4K
K I R ARAR ; (2)6q24 KM R EE , 2 WEK
JEAE , [ LA AR 50% (38 A 55 M mT s i iy
PR T] LB ARIEAL 5 (3) B3 A5 07 ik PR ) S i PR
b, ZHHk . K2R EHNENKETR
G5, A IS 1R B Y R ERRE v i P
ISR 0~1 S ) o 13L& IFE R
AT UL S RO R ki e T2 S5 I RRRAAE
IRIT KT 240 TNDM UL, 8 AT R )

AL Rk 457, O 3 % A AT A 13 R Y, LSRR
18 Jil' . 41 50%~60% 1 & L2467 F ARG 2
%, BHB/NE KRB 4 BT BEBILKZE
SO B —E TR EE A B & B AL Eh AR , — AT 5
FIRIT, DREEIRIE 5 0T A7 — IR T R
(EAS T B S, Do LA )5 25 BRI
b E A TR NAYT .

2. ATP HUZ 8938 18 (ATP sensitive potassium
channel , K, ) 3R A8 5 . K A2 H 41 1AL Kir6.2 317
AL R4S SURT IS AT B S5/ RIKZ &
W1, 4359 1 KCNJ11 F ABCCS JE [H 4wt , &2 W44
A S, T BEL LR B A G P PR A,
s U, 251 PNDM A5 WL BOR L, 2
3 TNDM B 55 — KR JE A . KCNJ11 48 5 2 S 5
PNDM, ABCC8 2% 5+ 2 3 EU TNDM ., Z 19 141 v =2
PR Yot Rk B MG, 5 R &R KUk 50% . #6453
Wi E BB, RS AL , [FE & AU
H25%, JERERKI G WK ) H BUBE PR IS FAE R
HEEN IV IR R K CIROKS-IG. TNDM & £24
BREENERERE, KW MEMREBRYET
6q24-TNDM , *V- S 12 Wi 4E 18 O 4 Jil % , 12 S2 it 4F
14 h 35 Jilis (R R BRI . PR AL
LU R TR Ky, BRBEIRIG RIS, T A Ky
BN S B IFEREM ARG KT 7, Ik
B ML A CRE SR 5023 (B RRs) R T T B
Z R A TIIRE T R AR RERE D A PATAE | B AR i
FAEN 245 20% B9 KCNJ 11 A8 S5 8L ] H B ™ &
MARBRE S, RN N EFBRE LRI, FR
i NDM K B B GRER G AT, HAR KA 73R H
NDM 2 B & B IR 2 HLR IS0 1Y Hh B NDM 4%
&k BRI LR A E . FLLIN S, ABCC8 A8 53
BILM P2 R G IF R R E T 0, 90% L - 7]
it FH A R R SR IR R 2 R ARUBR 5 R IRYT , LIRS
AR A B, 43657 7 1 0.5 me/ (kg-d) , Fe K ATk
2.3 mg/ (kg d)"", IR 2 il 5 il R 215 24 4 ] 35
W, 1% ETIT AR FH 24 0 BB LA SE A2 Bl R o J%
AT RE R HAb B LT A B s (BB Y55 T
IEHEBJLM I R R 25 D) S 1 e AR i R s 24
Py S ) 7 EEA A SR | 5 W3 N 3o B
KB e, Sy el s 152 . 25 B
AU NS )

3. INS A48 S5 S A9 NDM : INS FE R 72 A5 745
St PNDM B8 —RH IR . 5 S8R S R
JE 53 F AR R T S T JRAE T I, 5 |k P S5 I i
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B B AN T, Z2NHUK , 29 20% BA Y a1k
AL B NDM 5 5, Ll 5 802 G a6 7%
o MAKREXHR L, ENEEFREZNRES
K -PNDM FHALL, {5 A B a4, mT7E 6 A i )5 %
i 5 ZACEIRAC, Z AR 2 R 50 50 R
TRIT b R 5 T 2 B i AR TR B 2R 4 o ol
BES T 5 28 5 S AL, 2 4R 570 4 AT W] TIDM,
WA DR 1 R IR 25 ) AR 5 R IRy T (1
W 2B I RIS UE

4. Wolcott-Rallison Z5 G 1F : H1 EIF2AK3 JE A 41
GRS A A G R g R A L e e AR B
WAELEAAE . EIF2AK3 4 fith 8 18777 P4 5 I 1 38
S, ST B B BT AE A 5T I TR AR RO e 0
FRAMMEIET . YRR, SRR SRS
W E L, R AT I RN ) i e XU S
25%. WfKRZEI N PNDM BHAE AR L LM%
HHiEE AR B EMNTRe a4, 2L
IMEYE 1 22 0 8 R G R RN, FL AR AR T fE 5]
3~4 4 A I, JRYT L, OB AR MR i 5
FIRTT AR RIRCR Z A ME . IR BT
TEIRIT , B DI RE N & BURAHEETRYT , %% 8L
Oy R Z A B UIRe R, 5 AV

5. IPEXZR-GAE  IPEX Z55- 1 Hi FOXP3 BE A 42
SR, EME—TRIAS B AN H B RS H B
PRS2 8 PNDM, FOXP3 i T Xp11.23, 2 51
TR E ANEE B s, sk G S 3 X
a2 0 B B S D Re B P 22 9 40 W R AR
g, BYEZ L, Lot & 2 IR R I
PRFELBR PNDM 4N, 24 8L LSS J29% 3 3
PEVE HR BRI , 2 O BLAE S A R e . RYT
e OB T AR 9 5 FR VAT, T8 S e
PG % B w) B B R IAYT [ S A B T4
MRS AT A Ko

(—)MODY

MODY & DA 25 R 43 WA 32 404 R AiE 1Y) B 5L D]
WEIRIG , BILZ O — & R R ILEE T, B
e R ks . oG s R, B iRie
TIDM 3 T2DM., Tz 14 FA[R] ) 38 A AR 55 e
MODY , #0853 J K AR S5 7] 5 [ oMl ko &/ LA i
PRAFFAE , f61) G B 5% fib 8¢ B0 R 410 43 W0 2 i B A
MODY (YA [R5 A% AU AE A g A0 i U1 150 F11
BT T RSB ARE R WL 3 AR A
HNF4A (maturity-onset diabetes of the young 1,
MODY1) . GCK (maturity-onset diabetes of the young

2, MODY2) . fil HNF1A (maturity-onset diabetes of
the young 3, MODY3),

1. HNFAA-MODY (MODY 1 % ) . HNF4A J& K 2%
A S E, HNF4A 7T 20q13.12, Hi 4 fith i 25
FEMR G & & 208 T IR AR 2F PDX-1 FH A48
Jo e, BRIV 3k T TR RAR 4 I A SRS
WAL, HNF4A PR e v] - BODUE i R R I,
15% H A= B T R AR 0 — G5 W BURR ) 3 TR B2 3R IfLAE
PEAR IS , 5 /D47 iU AT B0 M i & 5, )5 1
T R 2 I OB T RO R 1) — 2 — /D
RABARD R BERAE . I PRI T WL E KL, Bk
ALK R IR MM ARG ZE LA R, IR
7 I AR W IR 25 iy e H N L L
B Jof MG e FH OO IE R LR R 2 1/4) ,
2R B AP ARSI R & T D)L 24
B A R RN Q™ o AR IR | B I SN
I URON STE DhRE R A A5 . RS 2 A AN
FEECANREN 52 75 75 R 55 R IBYT

2. GCK-MODY (MODY?2 H ) . %) 25 b 184 it 2 Je
5 B 20 M R AT R 2%, SR A A R IR AL A0 R v
) el PR o i .l GCK JE R 24 &5 48 51 Y
MODY2 #Y S TChi AR G v il 5 3 DL s 1AL
L u e fR S PR AL, MODY 2 BB LIS i &
SYUBINREZ IEH AR IRUBE A% B9 (B = . GCK 4k
S SR AREA R FHPNDM, 25 ik
Btk % | TR) Bt s XU 8 12 oM 25% o Ife R B Ay
FE R AESE M i (5.5~8.0 mmol/L)
W ICH R IR 2L = Z— /7SR, ZHERKG &
B, A TG S i SR, BT AR alOAE TR
o LB BRI B S, RS B SO I B 0 2 h Il
W ZS IE AT A B4 7 (55 mmol/L) 1, 1 GCK 3
K252 R o 2 A4 6748 5 300 PNDM, # 78 1
A JE LR BB 12 IR s , B B N R F IR
%, — M G H A AR AN AR R B . JRYT L X
MODY?2 Y, 5 HL 751 2 1) e 5 28 8 1 IR B 24 10 9
BT SAR M B HDA 1e, R Z2%550mT i 5o Bl ik
B 3 SR U, AR 2> 2 Hh B 1 A 48 sk
M FFRAE" s I GCK IEH A2 i 2 A4 G
A5 5% PNDM L, P58 2Pk GCK & [H B[ 3 20
MBI T B A TCTE 7 WA ) 25, 27 SRR
BEIBIT

3. HNF1A-MODY (MODY3) : {1 HNF1A 3K 75
S BUA R A S B DROBE PR v e DL 1)
EF R 2R 20 HNFAA-MODY 19 104% ., Hiz
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ARSI TR S R A AL BRI T E N
A58 B 52 R Al AR L K AR IR A T2 12 4F
HNF1A A S5 38 0 /NS B a e as 2 9, &
SRV A W E G, DR M PO P 22 5 T i PR e
MR, I PRI B VPR o W i o 2
TETT AR B, 48 om0 2 b ifobl 2
T, 40 2 AR TR B A 1 1 i B
25 JE MU = RO DRI 1 = 22—/ ik (R AR D
HIRERAE . HNF1A 28 5 A 0] 5 | g B 5 3R I AE AR
Mo (BRI, JRYT b AT A IR 25 1R
BB ZR RS RAEE I M . B2 T A IR 2
Wire )L s B L Y FH 242 e, TR VIR B (it
NIEH IR 1 1/4) TFIh , DLk & A AR T
TEAR L AARIMAE RO T, 7] LA AR 12 Y
BRI AR U , i 25 TE A A2k 24
P 1) 22 0] BRI I T 2 . T2 i
AR 3P ORI ) 2, DR QTR IZ 20 ) HAAS R
B, G0 8 T8 S SE S BOSORE R T S REA A0 55
HINF1A S P28 5 8 Lo L5505 R PO 5 7 X
W T BN, A RS O e %) B AR S T K-
FHIG

4. HNF1B-MODY (maturity-onest diabetes of the
yaung 4, MODY4 1) . XA FRAE B 2 Jith FOWH PR 25
FAE. HNF1B JE A 5 48 S AR A S BURAE A R
SRR L 2 R A3 AR Bl A i s A R BN
R, AP T B Y R e 5 R ARt , Ry 1/3~
2/3 BILRH RS 5o I R BLLAWE PR B I &
B W PRASE RHE (RS T B W) A
FROEMEZR I, 38 T BE HE e PRI LA e KU H
DIRESH o MEPRIEIR B 3 o R AETE R
WERAE R . BRIRAN DI RE T B, A i 2R
IR /L o TR A5 T UL T A A (80 J 2 B 1
8RR o RIT L RIS 2R T IO RN, T
LU) S ESCYIN /1~E W E VAN N (e

5. MODY-JBR AR Zh 73 M8 2345 - - G 24 1 g 017 il
() CEL K e 5728 5, ] S BUBRIR AP - W T REAS 4
FBEIRI , 50 Je Ak st fs . RSN I i fE
AN B PRRE IR 10~30 45 H B, SO L I A
T /D AENIZ I R LN 2 L, ZE5R PR 1 i R AT A
TR 105 96 s 7T O B LIS W . AT B2 R G
RE A, UMABRERR L Z W, 097 b pE
PEH T MR ZRIBTT o FEA B SN o3  Th RE R
T IO T AN FERMEG . 5 EE R, HoA R
P g WP 2T A A (CFTR JE AR 5 ) st A5 1 A

4 (PRSS1 Fl SPINK 1 5 [N A8 53 ) F1 R AR & B A 425k
e RO NG (GATAG FE [H AL 5 ) 45 Y ({4 ik 1
1L 9 T S M JE AR A1 0 , B Ak B W DR , I
TERARYAIG AR IR L S W2 R 51

(=) Sh PRI AR I A el s AL 25 A AE

TRATT AT 22 R G AR AR AS 1) L FE B8 R s
JLH N 2 B PRI R BRI PT RE

1. PRAAE PRI R 22 25 4 AL B2 28 A AE
(Wolfram ZEA1F ) : 90% LA I () £ L Ry Bt gt A4
WEFS1 HEH 4548 5, 75— WEU 2K CISD2
P S R o LA ) R AR T8 (R 2 T PR B AE
T, AR O B SR R R R R B I
KGRI, 2L AT B, AT 225
ARG 1R N B AERE IR 12 WS B R4, 5
BRSO R o 1L DO R A, Al LR g PR AR
i, ) an gy p 2 R EE R X P PR AE PR B DR
PR RN AR 28 R G AFRER , BT B B 1R
I7 I, B Ie e L G MR PR I 5 AT i i
W, 19 5 25 2 N R R IR ) & T[] TIDM,
Bt R 25 20N e Pk 22 PRI IR, e B T 2% el B
HE,

2. LRI T « Tk R A S A Bk S8
FROBE PR 16 )L 3E AR D DL (<190) ™ 48 K 2K L
FERUATF AR o I UL R 2R (A R 2 Hh Gk
PR DNA H1 Y m.3243A>G 28 5 [ E2 Y, Hoflto ] il
T 4N Kearns-Sayre £ & {iF Fil Pearson Z5 G 1iF . 26K
BB 2 B0 R istE . IR , 20% L
AT R | IT B U PR T IR B , PTA FIR
B E R R B AR AL T AN IR URRSSE, T
AE BRI B M etk B O L FRf 28
FERRER . TR97 L, Rl R & shs il sk 0
NRFEMEZG 6T | A 0T BT I BV i %
R, TEEENE, H XA TR AT e S
RILRRIR T, DR A

3. FABEIA R B R ARB LR AL I R =25
1o 19 5 2R IMUAE v B 5 R VR YT i s SR o o P
B2 , 22 ANPE I ™ E R B SR U5 %) e 3 2R
i 8 T B R R AL 4 R R
[ 5 B AR5 R Ak R T IR A S U R
FHCHT LU RO AR R I B 2RI IR LR &
fiE o (1) H iR 5 2252 IR FEPH (INSR ) A8 5745 [ Ji 2%
JoR 5 AT S G, P ECE A LIRS B LR A
fiE o 98B IKPAR, BRI KT IEH s . fe L
202 A B RAISHUZR A1, 5 DI R
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L TR, WY R Wk ok pe s L I R
BRI 5 N AR BERNAT 6 ™ B BB R s R i
MEBAZR MAE o INSR HE R 4l 7 5l S 3500 7™ 5 (1Y)
Donohue 75 4iF il Rabson-Mendenhall Z5-&10F , Fi A4
JU R BB W N R B AR A KRS B
W 2B PR SMEFEERIL R RS I
BIFIEARIMNE . JA77 I, v] 2 5 FE IR
AR 208 LT 2 m R R 5 F3RYT, BAUR A
PR BRI T AEZ W, X T LE, A K
S ZE A K T 1 0] s s I R I I , (T
A=A AU M 1 AN B A 20 (2) BRI TR i 15 355 5%
B I ARARAE A e Bt DU B AR i 8 B =, K
ST ] LR T TR 0 AR AR SR 2l S oy
MBI . N IIENR D R IIE I, R g 15 2
IS FEZ 5 R 5 AP . 80% 1A SE R 4 B s iy
A 3§ % 55 ( Berardinelli-Seip 45 45 1 ) i AGPAT2 J
ol BSCL &M 4l 578 5 T30, £ 0 H Y ket
1%, LMNA JEF I PPARG BL[H 244 728 Sty ] 5|
HCTZI o S0 A A o e R 5 2 ML , 5 vk — g
IAE AV 70 % B N 2 P M I b, 3 A T e 2% 1T
RERI R 697 L ARAR I ARG RSy s
il T B o I 2R G A — Y OBUIICRN A% 51 B 2 mT
REA 2%, FH 2 A 75 BUS Wb N Bt IRl &, o oe i
2GR HAAS KR, A 51 2K ] 5 | Ak 1 5 A 35
TG 5 A — A B KA AT S DI REAS 4
& TEESERMERR AR UL, i R
P BIGYT , AT A I R LA | 7R IR R A
R HERLE B0 2, (3) £F B AR HH S A JBE 15 AT
BRI PROBE FR 5 L Alstrom 254 1iF B R0 T g
ALMS1 JEH AR 5], 2 08 e iR et 1% .
I PRI FEAC I DR 0 | 55 i IUEE v PR R I
JiE | 1 M0 AP P R A i 5 3R R I B i i
MR- 40 MR L B et T 32 2k 5
I 60% 1 BILA IO NUE . A6 Iy X3
A AR AR5 . Bardet-Bied] A 1E LI J
B A REAE e B, [ IS A R0 -0 AT 40 AR A 5
A PEA TR 0 2R WY IR B IR LB &
BAR Mgt IR LR LE o Bardet-Bied!
CER RS 21 AN T[] e o R 110 35 PR AR 5 4 %
I, Bk BBS1 ZE BBS21%, £y o e (0 A [ 1k 35
o WRHZE, B IIRE R I EEIET R A

Y g8 R

PSP IRIR AR Z I, o5 LA e LAY
1%~6% , 53 Fist ALK 2 612 =2 F B, (HHm

B R B 5, R R £ LI RRE R B 5%
AEE B E VR . X T NDM, 43 it A5 A
AR B A O Y, JC 7 SRS PR IR 7
2% fif ol A7 JC AL ARAFAE B, 40k PNDM, 7] 45
Sl R VAYT , 110 KATP-NDM A& L AT 1 v 7
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