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[ Abstract] Maturity onset diabetes in young (MODY) is a single gene autosomal dominant genetic disease.

The occurrence of MODY is associated with gene mutation. With the development of science and technology, the

researches of MODY have got great progress. The new research progresses of the MODY are reviewed in the article.
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BN 1T ARG (maturity—onset di—
abetes of the young, MODY) J&7E 1960 R A —
TR IR R B B PR, o — i i G € A I 1 35 1
[ B BE DR 38t A5 . 2008 4, Vaxillaire 45 £2 H
MODY /) 5 M2Wiadr: (1) F Yok @ik
ZOAE 3, ZRMAAMUKERE; () ¥
R¥  (diabetes mellitus, DM) #iiZ2/5E/> 5a LI
ATEREZRIGYT, SERSRIBTEERA
REMI I 1) € ok (3) HeprEAD 1~24
KEWATE 25 BRI Rl (4 A I
FOIERE;  (5) JBE K- H e IR 5 0 A
(EX T e MUK B AT AT A FHFR A REAG, S/ 40
T REGIIE.

Hi MODY Ry Wral 1, 483 BAT B B 5005
S, HARER/INT 25 0, &4 MODY (7] BE
PEARK. (HHETF 288 1%12 0 1 AlE 2 &1 DM,

SHHEIGFF A TS, MODY (1E#i2 Wb 76 8
B, Huai &K 13 f MODY X8 (F 1),
MODY?2 F1 MODY3 & ..

1 MODY1-6

R B RAGE R 2 12 MODY1-6 3X 6 il
AL, 6 AR RS, B4 A
T 4« (hepatic nuclear factor-4, HNF-4«a ) .
% WM (glucokinase, GCK) . AT 40 A% N 1
-la (hepatic nuclear factor—1 o« , HNF-1a) . Jif
B Z A s W F -1 ( insulin promoter factor 1,
IPF-1) . 40 M #% I F -1B  (hepatic nuclear
factor-1 3, HNF-18) MMzsr4bH+ -1/8 il
E & & 306 B F -2 (neurogenic differentiation
1/beta—cell ~ E—box

factor transactivator 2,
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NeuroD1/BETA2) , iX 6 ML B 4TI RERE
A K.

MODY1 /& i i F 44 8 & 20q12-13.1 [ 1Y
HNF-4 o FERIRAEFTEL. HNF-4 o Ak I3 50 R 2
SRZTE (dA) FIRREERSAZTT (A) AOfRa, fff
AT, A BOR B AZ AT R A% AT . e
KRR B diMurh, MEMAMZ TR, =
B AN A RIS AZ AT RS T R,
W R AR NS I SRR (dATP) JHAERS N, &M
A, B AR AN R I RE A R
PI, WASEAMMAT, R RS i
XF B AN RETERGRY. MREE AR A, R
By RSz it, WERWIRTE IE. HNF-4 o L%
RS MODY 1, 7EFHPAZR R il 2] HNF-4 o
FEH P —A~ V255M RAE, K BUXANRASLE 8/30
B 80 321 SR8 A, T 50 f41X) B ZH Tl T
farers . BEPEIL 266% M RAE, LI /NT
25 Z 1 3 N R WL R AT, FoR AR
INF 25 AT LR KA, TR AR N
MODY (%35 A K 2=

MODY2 J& MODY H 8¢ WL, JLT-4EfT
ANFIEA R, SEEREEE (GCK) K
PZRASG K. AT AL AR 7p15 —pl13 b, W]
ENPIFARAIEES B Aifurp ik,  Sutid At
PO, BRI R SR — D h R AR SRR,
iz MR ik, AR A -6 BEIR. S5,
BRI B A mAESZ Ay R ik
FEFR S R W) BEEAE Y. 2R GCK
FELEA B E B ANMEXT AR Z I RE, IR
SEBL R SWA L. A GCK FH A F ] 5]
B GCK IETERIRGS, (S B AMME s EE R
HGHEREAL, B AT 2R A0 SRR D8 55 DL 4
Je N AR S5 s /b, AT 2R MODY 2. 7690
AL, TR R 58 AT SUIC I E Y & AR, (H
DM AHK [ H L AEAE R TR 45 DL fE—AS g I
B R EE R E T GCK FE R i — ANt
A8 (E339K) , % %878 5 BUH % Wi PG & s
A BBl 2 TR PR A T R B, i AR
KA A 28 W A B S T I 000 1 AR e .

WL E, R4 GCK-MODY H & B A ¥ 5
FAY IR A B, (EURE G T f B o R 4 A A P U
RE T R AN H v — 8. WIARRE D5 AR A B 40 i JEE
FHWL. DM MUIATFAGE . RSy B difEdifs, Fr
LA MODY2 7ER Wi BREE G DL, AT RELSZIF R AE
FIGEIR I & .

MODY3 f) HNF-1 o % [H [7] HNF-4 o —FE,

RPN BEAE. W& B A Rk, R
HF 2 LR ) B G AL . HNF-1a B
RIRGEFII . DN A 254 S5 F RN S Al 45 #4358,
3AINRELE MY . HNF-1 o a5 3hF E 4%
PRV PR R R L o 2 R N A
BB E S RS HNF-1 o IIZEEIX, i
P IR 5 A RO I ) B SR T, W] MODY T —
FE, S R W R TR, (b ) B 2 e e
MR SR i, DI IR KRR BUARAL.  HNF-1 o
KA, BEEERIEE, R B AfE 2 2
W3R, DM FHIEAEHRbEZ HBL, H 2800 2
BERIBYT. MTHREERNE, HRRER, W
W2 R 1 BRI nTREE R, fEB M A E
' IR e A2 1 A A 32 (] 1 #9027 DM, {HUt
A rh £85I X A 2 A B R I T e RGR
Sl B AL, R KRR, HNF-1 o
MR AR A F WS TR (HCA) 1
KA, X EES HNF-1 o 2 EA 80,

TERTIN 30 f5if5f [ 1E 5440 25 5] 2 % DM
KEFMILHEA DNA J5, AR EZRIEFHES
MODY3 JE[H 24, 1 2 B DM H ok BE A 14
MODY3 JEHe4r, HAERRE 2 B DM F ok B E
A MODY3 78 1 =ik 1.4% ~ 1.6%, H45 %%
MODY3 7E 2 ) DM FLJ& 835 i 28 A8 K 4 1 5 | ke
FHAM,

IPF-1 %78 S8 MODY4 (%4, KAt ¥
WA RAEVENE R . & PRI I UE A I IS A 1
L RIS R BUGE RO RAETER. 7RSSR
fif 3 Rl AT B, (H/ADBCRE AT R
YUE . MODY4 j&—FpdkE# > UL MODY 2%,
HOE Y RIRAFIRTE 35 S 24, E— DR -
PR R S AR RS B s rp, il —f &
FERAR R B AR EIEE . KT IPF1 &
ZAL Pro63fsx60. 5 — A EH B WHE R WA I
FER A, 22 NF R 110 DA, R4 34
Sz W AR, Hr 10 fi102 Pro63£sX60 #5747
. [ 2 BRI B E —FE, X4 MODY4 fBEH
AR B 8 T R R B R AE L L ORE R AR
MODY f%H & U vt BB /R I E 5. R BRI
JHE MODY fE 3, B & 3R IUAE AT e — 138
P4, MMiAEAREE MODY H 3w Y e i 5 2 e ]
e B ARG R, X T2 ACHERERE IR G
W, Wi MODY4 LRGN, JoH AR 442
PRI BB IR R

MODYS5 J&H HNF-18 J:[H 248 sk, 7RFR
S TCF2 ,  HIZ A L RS S Gk 1) —Fh e
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SR, TR AL 534k A B KA TH R 4
HEEA, %R GSX TS5 HN F-1a HA
R EE M, b Sh REAHMRL. HNF-18 ¥y
HNF-4 o R%55%, 1 HNF-4 o 875 HNF-1 0 #)
st WK ELVEEEM CREA RS /IR
%) FOHEPRIE B ki A H LY. HNF-18 SR T A
INREX S5 HR T RE S8 MODYS &A=, Fe W4
B AR, LYGA W EE ] . SRR .
T4 DL R A8 5 N & T DR X 548,
Chen Y Z5MIZE B3 1997 4F 2 2008 4= Medline FJAfF
FEHEBL, HNF-1B FEK 2748 B0 T DNA 454
WA DNA 256 A ARFANE T2 AhEF 2 1
4R F IR, SR 3 /R &5 T MODY B
R L HNF-1 8 S8 0015 9.7%, "B 45w
(RSA) 5 21.4%, RSA &I MODY Ky 41.2%. 7E
HNF-1B8 19 67 A8, f 45 MR RRK R
FEAR, T 33% (22/67) RAZEMDIE 2 ANKRET
L BARASA R K, M XA . To LR
R 2H A8 1 R 4 Bl 46.4%  (13/28) |
50.0% (5/10) F142.9% (3/7) . 15 MR ZEP,
w27 A Ay S148 FIR 295 , T #¢ i UL B 98748
IR JES148L1 G492S, FEANFR Z Hh 4 REAG I ).

FEHMODY6 LB T -1/8 4l E &
RAWIERE T 2 (NeuroD1/BETA2) LR 244 5 A
¥ bHLH (basic Helix—Loop—Helix) 5% Jifé i) 2H £ 4%
SRR 22—, IR MR A 2R PR e s vy A A ]
F, FERES . I M/ Nm IR, 7E Horikawa Y S5
SE I, R NeuroD1/BETA2 KL zh ¥ B
TSR, JEEH AL DM MAETRE=. 8
AT &% BZIE IR (1) 2878 R111L Fl His206finsC ¥ HE
S DM By &4, TGRAH5R R MODY6 834 5
K DM FFERAE. Gu C FUMFFE R NeuroD1 7E[E
BRNAINE Shp ZEoeE L, /MR EribRIE S B
MM Y NeuroD1, & B 28/ LRI H ™ 5 A9 4
EIRET Z AR, B B A NeuroD1 Bt = 3
WAL, I R AR 2 R s
B A A, 3 m TN A L R DL R L R AT
(LDHA) A9FRIk, LAK LA g 5 2R 0 43 Wb A4S
ROTHAE. ILAL, RS AHMER NeuroD1 2875 A fif
SRR NI KATP)EE 2. FTLL NeuroDI
XF B AR AR EL, [AE N T NeuroD1 7
[ B AR AR Bl e SN A8 B A

Liu LA BUAR [ 1 A7 27 % O R W B &
(AL AR AG) #5747 NeuroD1/BETA2 L[ filj—
AN 5 L5878 Serl59Pro, W24+, BHIH
MBS R R 45 W & BAIRE. kR

THUEE , XEEPHAA Ser159Pro 2875 F A G
HRIEAE 50 LW, X TEFAETY, IR A %
AR S B LR T R R 25% , R IATEREIR
L% 2%, NeuroD1/BETA2 H1{%) Ser159Pro
RASA[ED [ MODY6 ()& k.

2 MODY7-KLF11

KLF SR G052 5 B R i s R, HR R
J 7% 8 [R5 ) AR S AR B i /5 FE DR ST 3 R
B C2H2 BHE45M, S 2 N FRFRE A 2 -2
POt SRR RS TR AR 1125 Ko i ppel %5 A
11 (SP/Kr ii ppel-like (SP/KLF)  transcription factor
11, KLF11) 2L ARG R Z—, TR
4 FKLF 5 TIEG2, fEfETZMFhd, AT A
Qe ik 2p25, 3 NNE R4 SR AL,
4K 11.5kb, TN 74 KD, 4ifiS512 N2 AR
W 5% & PLKLF11JE [ /7 58 28 (Q62R,T220M, 54,
A347S) A B AR TIRE , FEBUMODY 7 & 4.

MAER MODY4 B[Rl I s+, AR+ =48
Wl EAE -1 (PDX1) , ZEBRAR PR = ARG 1 4 B
TE RS RS B 40 TE 5. 78 PDX1 SEE 11
PRArX T (BRE B A s R R M HIX) o,
KLF11 38 & E TP A RSP B GC & 4 X
[GC1 (-2061/-2055) , GC2 (-2036/-2027)],
5 PDX1 JENAERESS B 40N B 55t TEYL (R
BEDTIE Y (ChIP) 43#rH, KLF11 R Fdhgh &
| PDX1 LA RSFIX T, 1 AR R E At AT 4 25
A, WAl B 4iff & PDX1 A Sk L K
k. BAN, KLF11 6 a] LU i 56 45 4 5l A
PSR p300 A EAER, 4% PDX1 BiE 5. X
PIASFE R 22— 2 s a3, B3 MODY it
DRI A 8 8 02 AH Y A2 2 Y. T H KLFLL 8 3 Ath
MODY AHCH IR +—#F, 5HLE0EE I p300 AH
HAER, WU T80 FIAE 2 B DM o g &
HhES G OGS S,

3 MODY8-CEL

MODY8 J& Raeder S5 UCH2 H A R L1 i
Wil FEA  (carboxyl ester lipase gene, CEL) Z&485]
RIS I D BEZR LRI, W90 RN
BEAEEE, HIHMWINRERAR. AR =2 AP T
TR AL S e L LR b, SRR R AR N A1 o3 b
AR HE SERE A2, e I [ 5 N IR T 1 4k A 3K ik
W PR EEAE . CEL ZLFEAR/N R 10 kb, %



55 %8, % ORUGRIRRE D ER RGN R 161

11 A4MNEF, FERmIMNE T 33 bp R T
HEL. Torsvik | P —i P EHEEHG EAMT
CEL —/MEHy . BB, (UFs 3 M 4H
AR R E R Y] (IEH R 7-23 1Y), TEERE
KEM, A 67 KRN E Z 2 m, 1B SR
S FE R 5 W b OB T S A7 B B R R,
AN, WFSE N BLUAE HEK293 40 i vp 3o B 2% 3
CEL-WT (¥f4: %) F1 CEL-MUT (3£ [~ 575 #1)
EE, [RIBRI 2 FhEE A ARIEE AR A R A
Ak WA, KPR CEL H i c.1686delT 15
AR P EOBE IR AR KA. TR Oh A R Bk Y i AR
(17Asp/5 Glu >19 Arg) , PLitH AP HECE L 75
B pH {H M WT #) 33 = MUTIL8, £ i
CEL-MODY J&—Fi & [ it f im dr & 5| L B9 59
P R AR 4 2 b () 2R AR B 1 I,

4 Mody9-PAX4

P X [R) PR 2w el S R — 4 (Paired—home—
odomain transcription factor 4, PAX4) , FELES
AMpprhRis, HAERES B A0k & 95 S
JARVER. ISR REHARUESE, &4 PAX4 E4H
KA 8l 5 /N BRURT DA™ A6 0 22 1 Ji 5% D9 43 0 200
. JERFTHE AR WEARR, PAX4 5= 1T LS5
JES B ANAE ARG AR o ANHAY RIS N,
PAX4 BBz AT AR B AR I o 4R Ak, T
PAX4 FEPRE B A0 R B B 2t Ao AL A 5 52 FH..

TE H A H wakako Jo ZF2E MODY 35 H & 3
T PAX4 BEHRAE. 1 NZK . 2009 15 Z 4R
JHEARE PR 5 1k AR R B AR S s IR A, HL
EE IR P IR 2 A A R A B T M R Bl e (A
FRPER), 1 EE SCET2WAE 30 a 1Y 2 B DM
s FES T MODY AL M EE R rh, TESE T 7E
B R AL PAXA LT 3 B AN E T
39 MIEFERI B (.374-412 del39) , H-4iE XN
MODY9. LA G 3 AN F sk, Mg
EBERAE, FEHEINEF 5 2R L%
T PAX4 [ 58788 805 B R 3 DA 6 g ) s 25
Myl ) — Ao, (R Sz AR D RER 5. AR
PR IIHTIER T PAXA 75 ANRE S WL 15 =
[l M R IE R R sl FI9TE T, A FRER NG
PEREF SN PAX4A. ZREXT PAX4 FEH B 78 22 00
R164W J% IVS7-1G > A (L &M LUINE MODY
BRI, I H PAX4 2 R192H B £ A5
MODY [H#] & Al A .

5 MODY10-INS

MODY10 = INS FE R 2 AR 8, B It A
FHAT T AYEAR 11p15.5, & EH gk K E
FSER, B R AR &gk ™ 58 AR
. JBR G R R AW L T n A R T ERRE
IR IR RSB NE, 78 IE P 0 s e
DA BRI PR AR R () A . TERFSE IR R BT R
YEFBY, RIS RACE R /ER, &
B ZIR S EPTR BN, ALFE I A% N i SR T
kappaB (NFkappaB) . {&E% (ROS) . P47 (phox)
BN L FT S M A TRDRS B A2 1 (SICAM-1) |
MBI ET 1 (MCP-1) M 21 9% i 50
Pramdl 1 (PAI-1) MAERL. MKIZE ORE,
JBR & 2R [FH e B R — A, HA A B sh bkt
FEREALAE AP, Molven %5 A 3 XF MODY fl1 H &
HIEER I 1 7 DM ARERFSE, AR I0 INS AR
8 (R46Q) 5 MODY #f &, 1 iz & 8 (1) %8 48
(R55C) 5 B B Hfesli iy 1 A DM AHER .

6 MODY11-BLK

AT R, T R T (B lymphoid
tyrosine kinase, BLK) J& 1995 4F Drebin %% 3}
P F BLK J R G i e opt 0 240 R ity . 8 o T N 3
ik 8p23-p22, FHEAE TS MIN6B 4HfiE.
BLK & A2 58 2 [ SRC (Schmidt-Ruppin A-2)
KRR Z—, 76 B kB4 rp i Ris™. il
1 RSN T PDX AT Nkx6.1 LIAISR A R 4310
B R, IR AR, % R 5848 A71T W)
SEHAM WSS, [FET BLK FERE X B 4i i shEEny
PHEALRIE AN ARG, (HE B AT RE 523 DM
HIE—L R .

7 MODY12- ABCC8

MODY 12 J& i ATP 454 & ia 1 W5 bt
8 ( ATP-Binding Sub-Family C
(CFTR/MRP) , Member 8, ABCCS) 3 [K €45 fit
H, SCIEHRMEERE B 4N ATP GBSk A iE
B (KATP) HREARE 259524k 1 (SURD) TEH
B, JCTETER) ABCC8 kK 28 AL RE 5 |2 56 KA i Jok
2R MAE (congenital hyperinsulinism, CHI), A&
PER) ABCC8 ik [ 98 748 5| 6 87 I 7 A JL W Bk i
(transient neonatal diabetes, TNDM) 8§ 7K A 44E#r
AL #E IR IR

Cassette,

( permanent neonatal diabetes,
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%35 4%

PNDM) . T ABCC8 J:[H 2878 ) MODY 3 I
PREFAE R 5 MODY 1/3 AH{L, H.YJRELAE IR 259
HIT.

Bowman Z¢PHE X} 85 45 %o} itk IR IS 25 W S5k iy
BE (BMI <30 kg/m?, JopA: BRI E L)
2 ABCC8 JLHF4. RIA 7 HI{F1E ABCC8 %t
Rl ZeAs, JeA5 4 DR S R g8 AR 0 s, 4 ) 2
EI00K. G214R. Q485R I N1245D. 7Eix 7 {4 &
H, BT 2 HIKRT 25 B A1 IR R S0 R
b, A 4 B A MODY [MIARE, WFFEIFSC T
ABCC8 FEH 274 53 MODY 12 &4

YT ABCCS FE[HRAZ AT MODY £ AY Il PR 4T
fER] 5 MODY 1/3 AHAL, PRI UEAE S RAIG PRAFAE H 2
i, it MODY1 1 3 FE R BAYE, W% &
ABCCS BYREI ,  DLARIIE 33X 26 8 2575 2] d5e BEARL 4 Ife
RIGYT.

8 MODY13- KCNJ11

Bonnefond A 2P A\ R F /5 1 12 3k K] 780
AL T 24 B A M (whole—exome
sequencing, WES) , {E3 T % 13 5 MODY %t [A
KCNJ11 AFETE. LR IRAE (Glu227Lys) ik
[ MODY ZZMBURZEAE, 520 KCNJ11 HE R
e & . KCNJ11 4wt il fL 75 KIR6.2, IV A
PETIBERE B AU ATP 1 K 251 (K-ATP) i@
B, ZF B ANREKR K-ATP #iEH % 4 4
KIR6.2 W e 4 i IR 28 32 AR WA (o 2 [
ABCCS8 Zft) , HUAH A E TR AR TG S Rl
e, XFEIEFROV T B AR EIRRIRAS, UL AE
BEWIESREEMAL. BTREAUST 4
AT IR S B A7 A, DAL Ik AR 3 R IR 2 11 Ml 24 i
BT A JLBE IR e R 2 35% 7E KCNJ11 8§,
ABCC8 HHULAFAESRAS , K387 A= J LA DR A1 #5%
HULIER AR, DR ol AR LB PR s JR B RS R
IBIT i AR SRR T AR

2013 4F Liu L FPZER E 1 3 4> 2 BB -
KB H TR KCNJ1L & K3 i 28 48, R27H.
R192H . S116F117del. Hiv R27H % R192H %<
75 b 2 ARG TR S I Kin6.2 2 Y ATP i iE
i AP (E23K>R27H>C42R>R192H>R201H) ,
MAEMRSN S116F117del TIREHRI AL T A A I 5]
ATP BUSVEPEE R, X JEH T S116F117del 8@
ERTRIE i F. [RlE 42 R27H 5% R192H 4%
W ILE S R, SUNBEIRS REAS 2AR L i A
P, WX T S116F117del $5H 24k S8 58 2l FH B 15

KA B FIFERCR.

Bt 5 Bl R B R B, MODY Mkl z 3 &
M. BT MODY B2 W S ARSI e ey, HAE
WER T, M H SRR, DR R AL A — AN
A RHEOSWRAL, MeHRE R 1 Blek 2 AUHE
PRI B 45, ShieldsBM 5B B Y HE 7, 7RI
[ 80%AY MODY B EWIRIZI A REM LI, 4k
M-S EAIT 4%, PR EHE2umen
RAFFEIN, FE/INLA 2 AR 25 28 AR s B, [
I MODY HIEHRIZ WA 78 & BE.

[B1JEi A A 5T MODY f i s, SE () 4G 3
Z, PIEZRY, FECH MODY JEH P, HA
15% 1 =42 2L k. £+ E A MODY H
MODY 1-6 [ 5% R /NT 5%. 0 A Fh 3] e 42 &
g KA IS SR ARG, e 809% LA LAY B0 3 K
(MODY-X FE[H) iBA BB, SEREARESC A
BRI GRESE. W ERVE IR A Y, BRI
WIH AR MODY 45 5 A ML IR T
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