Medical Diagnosis =222, 2025, 15(5), 487-495 Hans DU
Published Online October 2025 in Hans. https://www.hanspub.org/journal/md
https://doi.org/10.12677/md.2025.155066

HNF-1pEESB VP ERTRRIRABPERAER
MHXMMR

IR¥', KEF

TR BE IR B B (B EEBE), LR BE T
T RSB N EERE N WAL R BT

Weks H i 20254E9 H10H ;. FHHB: 20254F10A2H; KA HH: 20254¢10H 11H

R

T4 R BB BUBE FRR (MODY) 2 —Fh i Je ok B Mo L MR, BN BRER R, TH SRk
BB S RACTUHA USRS, B A MTHREBR MG, RRFER LR HEARME. IO RIHKIMODYEURERA
1478, HPFHKEE T-18 (HNF-18)Rmody5HBURER . 7E CHIS AR R AR 718 5%H)
BAERMODYS, ZRIIMARRIAFTER KRR, FHRE. MODYEE ] LUEN MR AHITEHE, t
W RERER/MIBNBERELY . ZRNREHSEBRTERRN. ERKST2EEHTMODYEE
KRR R PAL . TG AW 67 7 Rk

X 5in
HOERRHEIRNEGERRE, FHaE%ET-16, #£H

A Study on the Correlation between HNF-1£
Gene and Maturity-Onset Diabetes of the
Young

Qingzhe Wang!, Zhengjun Zhang?

1School of Clinical Medicine (Affiliated Hospital), Jining Medical University, Jining Shandong
’Department of Endocrinology, Affiliated Hospital of Jining Medical University, Jining Shandong

Received: Sep. 10™", 2025; accepted: Oct. 29, 2025; published: Oct. 11", 2025

Abstract

Juvenile-onset adult-onset diabetes mellitus is an autosomal dominant diabetes mellitus caused by
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a single gene mutation. There is no evidence of autoimmunity or insulin resistance, and there is a
deficit in g cell function, and the early age of onset is a basic feature. A total of 14 pathogenic genes
of MODY have been discovered, among which hepatocyte nuclear factor-1p is the pathogenic gene
of modyb5. It is estimated that MODYS5 is present in 5% of patients with a confirmed diagnosis of
diabetes, and the clinical manifestations of this disease are highly heterogeneous and can be easily
misdiagnosed. Patients with MODY can be treated with a diet alone for many years and may also
require minimal doses of sulfonylureas. The final diagnosis of the disease depends on genetic test-
ing. Correct molecular diagnosis is beneficial to the risk assessment, prognosis judgment, and treat-
ment plan selection of family members of MODY patients.
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1. 5|8

1928 4, Cammidge & T JRAERGI, 7 XHE H B AR BAL S5 1 i 2R3 PRI M2, Fajans 2803 Kik =
TAER R AT TS, UESRAET DN LEBA T, AR MR . KAL) AR A PR .
Tattersall #1 Fajans F X 5I N T “FHDF IR I A ZRE IR ” Maturity-Onset Diabetes of the Young iX— A&
B, IR SO “SIEEIMAEE” . MODY J&—Fi LR R st 4% 8 R 78, LA IRR RS A% S i, 3R
g G O R AR AL AR, REAE S22 = A SR A 0  EAE P R B PRI 2R 2 b o5 EE 2 1%~5% s
FORs pR i TR e B S R S EUBIR g AThRE SRR 1] [2]. EEFAE/R, MODY J& T —RF| 5 g
1 i 35 A SR 7 R G R o T MG TR A S B ) 1 I P 6 W R P R v 7 A B 7R TR B 2 1) Tl g MODY
(1) KB 8RR R AR L B TR, AR A R A e R0 I X R A AT 9 TR 7K P 5 T =i 3]
1991 4FiE, MODY W7 T & EH AT GG B M, A5 22 E AR HTR N 1 fRIX 288500 1) 4 T 2 T AL
il o HF A AE S A AT B (GCK)JE R I R 2 J5 , dk— P EATf 7 MODY K FR i /& B 5 AN JE DA 5] ke
(4], BLC B 14 FA A MODY [5], HAFEHAIMAZ N -4 (HNF-4a). #i %) HE 4 EF(GCK) HNF-1a.
[R5 A S -1 (IPF-1). FF4UBERZ A T-18. £ 0040 R F-1 (NEUROD-1). #%3%[A-F Kruppel ££K
F-11 (KLF11) FIEEENRNEE(CEL) Bt &L [R-4 (PAX-4). R ANS)ZE A . B itk 41 FEFBLA)
ATP 454 C KR 8 AT (ABCC-8) W [A B A4 551118 J Kk 11 F(KCNJ11)EE[6]-[14]. #H0EXK
P, R MODY [ 7t SV EUS3ERE , (BAH KL 16%3] 45%F MODY HH < KA 54 i A 4t 78 7 B
TR S B ff (1) S R SR A2 “MODY-X e 528 7 o 1997 4F, HNF-18 #1 IRUE S5 3 B05E PRI 1)
—AEURE, FrEE MODYS FIA M. 1£2) 50% MODYS &35, W83 5w ML EA AR 72 17q12
Gt RN, S EHNF-14 ZE K 1) 52 B E e, X — XSk v S oAl LN E R . EPE T E K, &)
H 1%E 2% 05 R B E 2K MODY, i MODYS & b lArxt &/, KA R Y 5%, MODY
e AN AR AR S S U, X W R YT ARG RIR AL . HoH, HINF-1p8 BE R 7R 5 5 40 B i 22
FE filie BAVER RS HEET Z 046 . HRT MODY 2WikruE[15]/2: (1) E/ES: 3 AR Jetafk i
Pt (2) k2D 1 By 25 B UARTAOm: (3) LWiE — M 5 SENETH IR RIGIT: (4) f71E B
YD RERRAT o Bl BT TORIIG R SL B R N, R IBRSK R 2 4 11278 MODY B 61 SEBR 3-8 2054
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ZIZWHEN] . MODY 3 I H BN 2 R RGO IR . W ™A% 4% LA i Wiba i, vl Re AT Idvr
% MODY #%, SH0 MODY SZhrk R IM&AG . HET, MODY HIRMEMBIHRIZET &, 250
PRI 1%~3%, JLERAEFN 0.0005%~0.0021%, BN KER[1614 0.01%, FHHIRIE N 1 B8] 11 B
PRI, W JLEE DER AR E L TR BRI W[17]. SEE IR R YI[18], A4 W A b
PRIFE RN MODY, XA FEIEH T RL) 13 A, 2EIX NIRRT v 0 32 RS 0 2
37 MODY 27 i) 55 K 4

2. MODY5 BIRITIRFEMBRHE

MODY J&—FbE R, F7EFEE AT 27 E, (HEFY R R E, SEOLE AR
SR P . AT, MODY 29 & B il R B 2%~5% [18][19], GLFE—SL i AIHE A2k 1| BYpE
PRIGIT B [20] [21]. FESEE, A5 FrABERIR G A 1%~5% & BB DRI R [22] (23], E14% MODY .
FEYE[E, 80%ff) MODY B # A iR 2 i A 1 ek 2 BUBEFRIG[24]. ARYE Amed KAt 225 ik, 18
IR 18 ZLLF I DER)LEABEF, MODY R HE NG 10 JTA+H 0.4 BIA. MODY £ 14 Ff
WA, Hoh /D BOR R AR LA 28 B . AR 2018ISPAD PRS2 B TR #5[ 18], HNF-18-MODY & —Ffi i
FEARERF, 5 HNF-1a-MODY AHEL, HIXFZE M. 7ESNE 5 e oA & s e IR b R 95 51 v
MODY 5 3 7 £ S0 15 [ A0 i DA AR A A 2% B o HNF- 18 56 PR 9828 2 1% W0 0 1) 1 B2 W 6 e R % . Rt
MODY5 B FR g ' 2 [ AUBE FR 3 27 S 1 [25] (RCAD Z5501E), & T MODY K261 2%~5%. %
MODY FIRF 7t 32 1H, H0 AL 0 R A7 B 2 57 . — Ok, MODY?2 (5 Brfa 7 1l 8%~63%, MODY?3
AT 21%~64% [27] [28]. FHABPUFIZERY(LHE MODYS) MODY & X Fhg i 1) F Mg, HAEb
BRBEP PR . FAMRAN MODY A7 s 807 £ (A % 8 MODY-x) (5 MODY il 1] 16%~45% [28]
[29]0 X5t bb 25 B H AR R0 58 AR [ R 22 5, i HL 2320 38 4 BR AR [R] FR 48 S A
(FEWE MR KPR ) -

2 R B H AT E A A SR, AR R, MODYS (3 S2 R R Al figm T3 AT H a2 o ik,
J TR 6] P b 7 20 4 1 N R 9 W PR S I E 90 )8 e, MIODYS JE R i i e ke =, LRt LIl PGS
fiE BRI FORA VI BOW K 2 1 T MR SRER . IR P 5 5 8 AR AN 5238 FIRE 77 A e 8 S 80T
MODYS5 K%

3. MODY5 K4 FiwE

HNF-18 T 1997 5 R#HfiE N MODYS HIEUREER, fE4— PR EE T, HEHE LR RIE
17q12 LR R T 50 R RAE BN FE R B, Horpn s HoAth B K[ 1]. HNF1-g /2 —Fi'll TCF2 %
K] 2t i 14D [ 958 486 Ry B e 3 IR TR R R R B S X 1 [30], R IAL T4 17 SR ql2 X, KN
58,629bp, A 9 MNMMET[31] [32]. BN RIRS MRS A KRR —#45, HNF1-B A] LIS HNF1-o 45
&, JFE DNA (AR 51 _EoE i 33] [34]. HNF1-4 0] LA ULE Va5 U — B 1 R FEE I [25]
[31]1[35]. EEST=ADIREXE: R & 32 SEIERR). 25 POU K DNA 254 45 #1588 % 180
SEIEIR) M YRS 35229 & 319 SRIER), VA& — AN IRBUESEMIER[25] [36] [37] (320 & 557 Sk
%), 1E5 HNF-18 A RIIERF, 2498 —F0mEe b AR Rr), XR\TFZEBHTREA
KM s Bhah, 2 28%M B8 4 tH I A S5O S R BB 0 . ARIE JE R S 504 2, B3 200
Z FIASE ) HNF-18 ZE R A A8 e 50 A 0%, HrbaFEaT . 6. BB A8 (38]. 4R, A5
SEh LRI BIRT 4 NAME T, UHRANE T 2 M4, LARNE T 2 BTN SN S R X [25] .

HNF1-g fEMIG R B LA B, Bt R 5 EEAER[39] [40], B2 R 2 AT DRk
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5. WG E 5, HNF1-B IAGTESE IR S0 B TR A0 P9 R J2 1) S5 i BBk 2R T AN B R B B, a7y
5 HAMNKRUR) HNF1-4 MEAa A RE R & GO ERAR, CF — AN/ N BT Mg RR[41] . 72 R IR AT 448 e, HNF1-
B R OCL, FE PDX1 [MFRIA, 1 PDX1 HIEREXN TR M arig e 20 E 2, J5H OC1 @it
Ngn3 ({2 BRI W04k . X2 FTiE i OC1-HNF1-4 28 SC#E M4, Kk, HNF1-p ({54840
#LT OCI-HNF1-B W44, BTN 2 WA A0 AT 75 B 2R RS, S 80N /i 40 e i s R R g AR B 5
H42]. B HNF-1A Fll HNF1-p B 5 AR50 DNA 454 45 MR R BN C ity e Qs 25 F 35K,
I H AT DR R A5 — AR B IR R AR R IE/ER, {H HNF1-8 (A8 7 512 1) MODYS % B4 7E H R il
fily AR RIANGIT 77 F 2B 20, X5 HAh il HNF ZFAE 5521 MODY WAL, JFA
SEAARE . FEAHL, 75 KL —F1 HNF1-g RN E T, BRI R AR T g AR heks
i, T2 B AN IhAe bR RS AR B FHCPL R L A 2, X 5 H A HNF 2EF 8 S 800 MODY WY 7R
AR .

4k, RIUEW] HNF-18 H 8004 5 1R Bl A7 B 55 @ IR RRFAE I R A2 BB C[43]. RAEVAR 5
W E A ANTE 28, AT AR B 7[RI & R S R D Resg e, SR BB HNF-18 JE BRI (] SRk B ALK
AL, BB L . BB F[44]. FERIE, HNF-18 L2 Al 28 v G2 1 T B T HNF-18 55
SRR R T R D RE G . ST, R CE LA HNF-18 AR, st B0 E A,
B4 5% HNF-18 A= B0 3 T B8 1) 42 2 T e R AT AR e DA 485

4. MODY5 RIIE RS

MODYS5 @ & 7£ 5 /D B SAE WA a6 B, BRSFERTE 24 B /i th, W REAFEIRKZE R . HNF1p
EMIER BV EERIETEE. MRS IR FFIERE RS, Kk, #H4 HNF18 SR 5RAZ 1)
AMETTRE S LR SR TR B 73 . H MODYS AR R g pLe]: —RBERAEAESEHES R
YWD, R IR IR B R HR RN A T R R R L 5O [25] [44]. HINF1B DA 7 i 428 IR 22 Re 2t i 1)
Sy USRS A R I 4 o A R ) B s DL 5 R DG BE A . HNFLB BRI P S BUR IR E S
R B, M SE A BB o SR R B B TRiS HE IRAR 240 . FRAR A 3 WA 2 1R BB RN 20%~75% . BLIEH
SRR, AT DL I 640 S Bl SR 10 3 [44]. HNF1B J K] 5848 2 B L PR 5 T B U 000k R 28 455 s
FE(CAKUT) I EZR N2 —, HFEEME. BREAREKIMIRE T ZERNETEREHNEZANK
BN BEIEER, fFRRAESE. Bl WREERME R . FFE ) L3 S B i =
BLRA[45] [46]. MAb, HNFI1-BRERRBILT FHEMEFRER T, WHREAKR, BOF1 gk, &
ik MIEH # CKD K ESRD. XUEFEIREH A Gitelman FELESAE, AUFRARAE MAE AMIRES JRE, HET
HNF1-8 %} FXYD2 B:[H [k . FXYD2 JEF guidiz th/ N e ATP B, o8 T8E 0 EIRIK
[40]. MbAh, BBFEEA &R MUER F 395K, H T HNF1-8 X7 UMOD F [R]85 0 JR IR 5% 18 [40] . JR
RAEFVIR S5 IR D) RETUEIE 5 HNF1-4 #01i] PTH %% 564 55[47] [48]. HNF1B £:[KRAZIE 5 D g b hg AH
5%, AFE MG TR S AR mIH A R . SRR, RS . R A A
1”1 ik B B T 44K T B8 5 BRI IR R P R [45] - 7E ot P, INFIB 5 R 9848 o] -5 3508 A A B i 7
WYEREAE. WATES. EHME R, ARG UGN AR 8 [47] [49] [50].
MODY5 f 3 H1 58 77 B AG F ZRE P00 I R R 3, 5 17q12 Ge R X 3] HNF1B #25f 5¢ . HNF 1 -
B BB FE W E] LIM [F8 & (hx )M LB A RILEE o (acaca)iX ML . 1% BL I K 7E £ Fii
SRGFRIR A PRRAEEEEN, WZIBITHERM W HEERS R ERES. EAMERE
FIRTIIRN B, Ihx 1 FEDE R 2 50, SHPZ2 a0 8 ot Rk 9/ 51 S R 45345 <8 E o 1T acaca &
K gmAd i) AR A R AGEE 450 g D7 B AR 0% Ol . FER BARHLE A B B
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5. MODYS5 B8

i€ MODY WA 2 5CH B, SOKA BTk g & 4RI M TS . MODYS 1 & LB 5 B B N 5% 2
FMil E AR R BT IR . BRAR— Ry ) AT AU I O HE SR, A OCHROERR, XU MODYS
(37 350 AR TR, BEARZE 2G5 4> HNF-15 SR B3 G 200 41 36 a 5 HAE P S R Ui AR A
MUHIAR DG . RENR K25t 45 A 5 g 400 K@ ¥ SURL S, MK ATP B ECHIEIE . (235K
TS Bk, iZAE AL AL T HNF-18 PR p AR B B8 T, R4 HNF-18 B2 S 8URIR &
BARAM B AT RERERT, (HE > B E VI OREETRAR RS 2= il ae /1, BEARSE 2P n]d s b L R ok
&P WM ES R . TIEEMEZ, HNF-18-MODY & AR 25 S N AFAE b, — s i)
RERZE, (HIBTEE B AMBEE TR IE S RIGYT . — W XUIBCR AL B A AT B8 78 T Hont AR 1558
PR R . R EE R I R AR BE R AR 1. BOE AMPK B BRI T BERT . 0 HNF-158 1
NRBERL N T, IR S TR s 5 R AR T e X AMPK JEERAH DG SEE R RIE, I 55 2590 %t iF
RS A AR P s [RIESE, HINF-1/8 SR FE AT BR D0 AT G FRR 55 R AHCPT, 30— 20 BRI — FOBUI e ik % 2 Uk
PER RO . X —HUEIAE IR BT 70 A5 B 56AE, HNF-18-MODY 3% AT M A U 1 57 5 5 30 XU
BERECRAR T o M1 R BB IR S 2t CE o — Py T 7 2, T LB A AR R, (HA —E RN
HA[49]-[51]. AT, PEiRiE, BT REASNERIDGERER, —5% MODYS B X R4 M[4915%H 72
SIHIRIL, P REAE BT R IR B AN AR — i R B (1 JHF Ol 5 BRI 6 £ 5 T R 75 s b i
FAIRTT KA = B, K 2 B8 2 BE U IR 55 R 5 R VBT .

HAl, WL RmREZH MODYS B3 (80.39%)#32S 2VayT . WA B8 FERE R A0 Ja Al
PR By 2R [52]. WENRRZIYE T WS e — e & MR [45], D&M TmHEERKERREH .
EAFEREIRE, BOLMIRESRAL T — LB a7 A et . — 4% HNFIB #tZJ5E MODYS 82 R &
JRYBITIG, PIURPERR B 38 WA, DT AS 55 B A S 1 B 3R (53] IX P RE A FH T J e LB R FEJIK 1
ZARBENF[54] ER PAX6, R TR & = WA AR A . A, R AT (Bacillus Calmette-Guerin, BCG)
REH[S5] AT REA 7 T MODYS &3 . WFFLRWI-R AT Al RefEIR B 4 i AE(56] [57]. X ATREA BL T
BE TR B AT T B ThREE G . RARS 7 W T BEREAT (VR 7 LA B 2. TR IR & AR TR T
A DA X 28 R 2 R IR R E R R IE R [58]. X FARBEINE B, EHUBRIRITBUR %, HAB%
RBITER . MEFEMHANEE, WRARIREE. [N, RBE M B3 SR R 28R R R, mT e in Bk 1
JE[59] MODYS 78 JR R IILIE 55 2 4% A PR R HE I 254 o 530 Wy FE 40 2 ) 42 o) I 375 R PR /K 1 A 48 2
BE[60]. HATHIFEA —L )RR, 5k, AT A T MODYS B MG IRRHE, Frf 10546 R R
TAC S HE IR AR AR AR, X ATRE S FEUE R MM . HIK, T MODYS AR IAR, MeLLorHr L W
MR R I . B, HET AR TE 4 1 AN [R5 DR AR S o] 5 B8ORS [R] IR I RARRAE s DRIG, VRN ST 201
BT 52 B8 AT A7 TR B R

6. MODY5 BYiSHi s

Xt MODY S35 AT #ER 2 Wt 13 538 B0VR YT 7 58 FIWT IR DL PG S0 A 57 B UG Al g 5%
Bo EHoE, WERRZWIRE IR B E GG ERRIT . Bl R MODYS SBEHGRZ Y 1 RPEK
TIF R IR 6T, AT RES ML MOBE P M AV B . Kk, IS i2 W MODYS JF a7 1 5 14T
IURE T30, R DACSE B ], DR B RO R ARE AT e A8 ) BT S fH R0 v b AT TS 9 )
AiERUE. H=, EMLAEIRK L2 MODYS E#H TG HNF-15 ZEN AR, AU B S RE Rl b 1) 5
R A, EE RS ER S, HOE AL SR At 7 B ARk &5, MODYS & Rl R R A B 7 R
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PE, SRRIEFEATN TS MODY: W SEiti MM IR IT 77 58 P08 fi Ad iR U 8 B 7 vE LA SEBR I R 3
WHEFEAE 20 e 90 FATTUEXT MODY #ATHEFE, HATE X MODY #LVIRIAEE, X MODY [
W Ed, JF Hili T MODY BEIRKERIMZFE, TEFFE MODY ZWitr iR R IFAZ W,
2 s MODY 2 [K FIARAE M AN 583, HEAT R A 1) 2 8 B, BT CAiZ2 I MODY'S A Bk T
IR PRRFIE . BOURIER A0 WATH LSS MAENE R, It MODY BLER2 B 3 ALK .

HAT><T MODY i KA 23 T8 4% SR AE AR SR RR A8 G 40 ok B T A 7. RECL%MHE 14
A~ MODY BUREEK, 7H 15%~65%H] MODY 3 K Rek 2 H 0 FHld . FEXT MODY I 7t i 0 A
XPECHGE  Z08 E) BAR IR AT 18 DL S BUR L R 43 A i AN LB 28, MODY SR IZ T A 5. Zhang F5[611#71T
Ri&, £ MODY IR FE RPHR K FRFLFRAE, FHFHEEE MODY-X 2759 E MODY ZK A&
80%~90% . 1EAHE PRI R IE , w3 75 AR % 7 BB P 004 i, B MODY A B 5 22 58 22 [ 5k IR 2 1
Fio FRIEE MODY A (18 PRps xF T 48 70 B A 5 M B o I PR b PR s 1) D DAL R B R S [
MODYS5 [ R WA BRI 5, AR T4 5 IR TAE &7, E9k, BEEX MODYS &
B DRI B A AL (RN AT, BEXF HNF-18 ZER AT RIS TE AR WiR 8 . BN, R gms AR
B [A)I6 YT SRS MODY'S BUHE PRI BIIR T 7 KB A 2 . ARSKRERXT HNF-18 15 Sl 2t i, vl %%
LA HNF-18 DNA 2563 /Nr FH A, WRZE IG5 HNF-18 5 PPARGCIA SRR D) ge5E M 5
AT EEATEYERITRENE, CAIRR B R AR R B T RE S s S — 7, AR R @R
F, W5 PPARGCIA N7 bR W6 . 8L SIRT1 33 74 Bh$ T AMPK R b /K~
H, PRE X Ty 300 G R S A A R BN ENE; IR, B R O RME AL i A, 258
HEA L CBALEEIIGI, REILGEM HNF-14 GPEFT BT e R S Am ) 30 0m B oScs: Ik & 3=
BRURPE I AT AT 1

25 L FTIR, HNF-18 K 535 /D4R I MODYS BUHE R AR DS R 7t 4 BUS T B4 kg, (=
VI — D IRNER I FLIBAL e 20 IRPRR I 12 Wi 774k KR YT SRms, DL I PR SE PR A B A5 2048 5,
H AR A R AU R D

SE
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