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Abstract

Maturity-onset diabetes of the young (MODY) is a special type of diabetes with heterogeneity. It is
an autosomal dominant genetic disease, which is often misdiagnosed as type 1 diabetes and early
onset of type 2 diabetes. In this paper, a case of MODY3 with repeated diagnosis and treatment in
our hospital for 7 years was reviewed, which is helpful to improve the understanding of clinical
workers on this disease.
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1. 5l

/DA R R N BB R 75 (maturity-onset diabetes of the young, MODY) & —F ik S5 2 () 58 R G
FLIE 20 40 70 4EAR, 344243 Fajans Al Tattersall 580945 7 MODY AN E: @ R & 3L
WRELT, BRI EA RS, 5ARAHABPELR: @ KiEP KA 2 MU ELEETE 25 Z UETK
Wi, DERIAEA TR, AR RS REORAES T HIUER; @ MR S (OGTT) & 2 25 iR I
BER ) AR R RS, FLREIN R A IR, KRR @ —BERER TR, £AOMEKRN 2 F
WAMKIR IR B 2607 © fE4 1, MODY & LAARIEHEZ: © A K& ARuLE I ARE[1].
MODY & —Fh etk B Mgt A% 10 7 It B L R . o, MODY3 @& i W —Fhs A, R AEZm]
ik 50%~90%, Attt A\BE &R R AL 0.02%~0.04% [2]. MODY3 KI5 1 8 5w AE ke . RS p 4l ng
IFEPE . FABFERLENERS LRIRIEA G, B p AR FR LR, e, R, TG k2 .
[FIY, RAZIER HNFIA fEAN[FNE2S Rk 2 5l Al B ) AORE, filnm] I AF 40 f i . 23
J Fancony Zi & iEZEc0[3]. i, AMIA 1 4 MODY3 &3, MWEmBIHES N 74, K2 Hif
TR, IR, AT .

2. RIBEHE

B BMEWN2), 335, ARG, F RIMGES S 7 4, BRI, nE1H” T 2021
02 A 27 H AL

B 7 SERT(2014 )R A BLILBE B, 2SI 7.9 mmol/lt, fEEOE, EHEZM. 28,
Z IR KR ERENER, Hhm=HE: 4.3 mmol/lt, 553 OGTT R4, MBIz “Him &% " , KR
RErEZid, BNRE 5T A 7 N7 TH G RIS Ol . 2 5 R B ARG I 2, IR AR, b
EHIAE.

2017 SRR & JS ML) N 13.0 mmol/ly, TR “=Z—/A7 fEIR, 2Wih “BEIRBE” . BT L
T LA HOOUIR(0.5 g bid) Kb 51 54522 R 1 (90 mg qd) Bk, sl nl, J5 R B I AEE, Bl e ik
B, R ]

2020 “FEF B VU RA, REFEITi2E12, FLILKE 4.88 mmol/l, BE{LILLZLEEH 5.7%, EHHEH
2% 6.5umol/l, EIBKEL 2.77, IMH AL HUR BRI AR WA 55, LR ER W 7%, I8 “REIRs
JAFERZIRAS” , 1Y T R NE A HRS (10 u gn) 2 = I RUI(0.5 g bid)FEMETAYT, (HECRATAR,
Ja AT T RN E A HREE S R (10 u gd). = HIXUIR(0.5 g bid) &A% 51T (5 mg qd), JEIRE TR ZZ M,
I AT

2021 4F 01 A A FIGAE, 1THEBRAGERE, BEGIRIEEmEE REAHEH), MR
PR EGRERMERAL: SMT? WRF, BT “ BB EMENRAL ESD R” , EEMIMM L, RSN 5w

il
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e GL M. EHELMLLEE 6.5%, cFEMET RN “HREEZE + WX , B MR T 2 .

BEAE A EEPE S 52 20 R4, 2021 4 01 HAT “HEMFER MR ESD R” , f5iA & L% KO IE s
R ATEMEE. IREAREE, TAEMREHIE ik, SRt RUor, JLEARMIER, TEWRIERME
R, ARKGRRILEMA. 28, K. HLFF01). 9595012). SRM3) FUR(N2). Ghhi(11) A b
WEIL TN AR R, SRSy Ei k. K REEELE 1.

" .4 2 3.5

Figure 1. Family tree
1. REREE

ABEfAE: fRiG: 36.5°C, Fkd#: 90 ¥k/4r, WRME: 20 kM4, IfifEk: 125/75 mmHg, & & : 175 cm,
kE: 62 Kg, BMI: 20.24 Kg/m?, AEIER, REIER, BHEHE, SEE. O, LR, .
I 0 A A TR

Bt G 56 A R A, VE LA 1o 1L 0.0 mmol/l, FEfKifi4L 8 H 7.53%1, TG 4.55 mmol/L1, CRP0.70
ng/ml, 24 /NiFJRERA 158 mg/dut, JRFE 3+1, NAG 25.5 ng/mlt, uCr 25364 umol/It, GAD-Hifk. IAA-
PO VA2 A ICA-FURI B o FOIRIR S FEAR 55 IR R 47 ORI A U HHiK [ 75 4575, %78 TI-RADS3
e, FURMRZEA AR T 77 e Bl A A5, RUUBE kg ny 0. MR, KL B R VAM,
24 /NI PREE . 24 /NI REE . BRI EIKRE . BEEE. SUE LS. Sk MRA & ILIH 25

g

o

Table 1. Relevant examination results after admission
1 BEANGKRHEEARELER

JE 55 2% (pmol/l) C fik(ng/ml) If%E(mmol/l)
2= 103.1 0.70 6.6
B 2 /N 160.4 1.04 13.6

3. g

BT B R B 3R W T RE RSS2 MODY [ R AR B AR BRI, f Jil 5 R UM AN K, B
RFEAEK, JEAR p ARThREIZHT IR . 125 M1k, BRI 14 ML (HNF4A, GCK, HNF1A, IPF1, NNF1B,
NEUROD1, KLF11, CEL, PAX4, INS, BLK, ABCC8, KCNJ11, APPL1) 5 2 AH:[4]. HNF-1A JE B 1 4 & B
I 98 S MODY3 5 WL R, BFFLAIE SR, IR TR 8, 5 63%TE 25 & Z 1 R AEWE IR,
T9%7E 35 % 2 1 K, 96%TE 55 % Z Fi &K IF[5]. HNF-la L& THFAE. BAF. Bl M s p 4, %3
BR85S S e R R A I S (R, IR BT Y) 2 S AR . gl 8 B ARE — SRR %
GG IERE ST F 5 -GTTAATNATTAAC-3 R FEFIE A, e i i AR i i 2% 5k PR 9k 52 i iR i o
H, g MK EARMBATHEIIREE R, W FEREIRFE . thAh, HNF-1A BRI FEHE /NS -
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BN EI B RE Y RIS B 2 (SGLT-2)3ik NI, # & b s s, R A%, % MODY3 B fE R
R FE SR R A9 2 i BT PR R B A 6] o

FENGIR TAEF, BT 1 BOBE IR 5Lk 2 BB PR 5 MODY3 835 IR R R I B AR A ks 5 i AR AL,
MYEYT 77 %8 LA 3 O AN TS )& AAHTE], DR RR ZERT =35 34T S 12 . 1 BURE PR 2 WL T F D4,
MR KT, A EERR PR, CRFEFEZ TR, ERETEIT RS T RS 3R . 5> 2 OB IR B
AILAFETS B, X B R SE, AR s T m AR, Ry AERETERE K, 5 MODY 1
—EMAIIZ AL, (HA2, X8 — A =LA BRI PRE S, A4 A R B s R o
T B PRBELT 7S 259 o T PR R BUAS LR 1) £ 3, MODY 1 5638 R S IN A5 B F- B F 2 W [ 7] 8]
ATHA 0 73 53 A1 52 R W A5 A P R 1) T 72 A A LA ke DR SR AR 67 1

RS FIREAL AT R H /K F 72 MODY3 BRI TR R . 24 HbAlc fH < 6.5%IN, —ZkiGyT ik
PR VR B /N R IR S 297897 [9]. 4R1M, MODY3 Bz @il /I E iR 25 e ozl
IR, CE T B AL A B R[10] . BEAE RR B AR I8, IR FAERE 25 Jovdas il L pE RS, h3R 7
FR S A BhIEIT[11]. REEIREZY 2 MODY3 B —2 24, (HINE s [12] (E s IR 2R 259 L it
FEJmAT DPP-1V ikl 77 B8 53 J6 5 4 Dh R e ok B 35 i, AT 2503 MODY 3 B3 A I 3% il . R
KI5 EEHE 2 SIS YR YT MODY3 B /7. B T X BIR ARG MiRITAh, BE ARG THEA RIGHA
TR I, BCERE R AT 3 IREFLE 90 A A RIS E), & M RS A R T 5 R R U AT
MEEMBEE AR T HIAKE; B MODY &3, ERETHEREN R, PELZE, HSHEBRETHN K
VE R [BIAHUCED, 7 Ag RE AR B 45 R0 [13], PRl s 2 1 B e M v ) PR SR S R A 28 o5 3 I W A 00, Ok
ZINKE R I RIE R A IR

[ S R B, %R AT, A AR AR RIR R R, BMI: 20.24 Kg/m®, FEAERE, CRP
iC, 1 BUBEPRBAHCHUAR A IME, ToRERR th R eI, MOIRRZGWIGST UK. RS DhRe B kAT 1~
Bo RO BLE IERI . 274G 70T % i MODY3 [ rf e tE K.

F LR O B R R A PR A FIHT A . 2R H IS 2 MEERA A, BARERITRE 2
K 2 Bizn: b HNFLA ATRESUR, 1R ACMG K28 S fifisehrdt, 00 S REH —E R BUHRZE
R, HSBUOREMATRETER T 90%. Zi& B GRS, FR2W N MODY3. nfik— i il
H A HARN AIRAUE, (AEHRBIRAREEN . thsh, FEFERANHRE SR, FERAEE S —FEEA
L EXN BE R A AR S, S0 T R AR A 9 FR A SR T TR AR (BN E) A OR B S ST B e R B Mg A
AREEBEVT R, WA AR IR R .

Table 2. Genetic test results

2. BRENER

TR EHER HER HxEx R ER ACMG St FEIREIN
&3 B R ShEF RS RE %H (EAEERX)

PM2 PP3 PM5 N .
N I35 B

PWHAC&%>TpNﬁmﬂpN%%g% A& LS PS4_Moderate ﬂ%%ﬁu?ikﬁmﬁﬁ
X PS3_Moderate BUFEPR 3 BL(AD)
30 A LT R

NM_181425 y WERE S 3 A (B o

FXN  ¢.539C>T p.Thrl80Met = Ity a5 PM2 "
P exon5 e RIS R 29 (AR) 3 B #7

FeGF R (AR)

Sanger 4:iF: HNF1A: ¢.598C > T, p.Arg200Trp.
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Figure 2. Locus map

& 2. BEEfE

A CiEE N HNFAA. GCK. HNF1A. PDX1. HNF1B. NEUROD1. KLF11. CEL. PAX4. INS.
BLK.ABCC8.KCNJ11.APPL1.PCBD H:A 17, f £ kil i HNFLA JE R 148 S, AR A #5004 ¢.598C >
T, #if) ClinVar A LHIEE B8, ¢598C > T A& 253 p.Arg200Trp 45 L& 7. Z B FET AIH
R NFE. EXAC ¥R E R AEE. gnomAD 4 4R 0 BE . A Hb 50408 i 25 K i sk (PM2) . SIFT .
Polyphen2_HVAR. Polyphen2_HDIV. M-CAP #1748 7 f 3 PR 5l L K =445 3 (PP3) . ClinVar £
P AU TAZA E ) — 8 5 p.Arg200GIn Dy EUHE/ AT REE0% A8 5 (PM5) . Sahu RP %54f0E, XFENFE 96
R 2 BOBE IR B E TN, Hob 7 BUEFEIEIR IR EEE MODY, fEH T 1 1 ks 21 R
ZEH 1T B RIE, A AR A R, BMI IER, M3 C MACHIK, BHTR AR, Hppdh
WA HZAL R, 2650 18 %KW, BMI AT WHR IEH, 12K C M/KPEUK[14]: Barrio R &54RiE, X pi¥E
4 22 BIToEG R RN LE MODY B #HTHT T, T 1 I Jeib 3 ks 2)1% 48 5 [15]:  Chevre JC 55
iRi&, %F 18 4~ GCK [ ) MODY ZK R HATHEFL, T3 1 SR R 2)1% 48 7+ (PS4_Moderate) [16].
Bjerkhaug L %5453, XF HNF-lo BT I)REEME S, i/ Hela 4 AT S e At 78 R I B 1 1)
X3k B 1] REAREIA EAA A% E AL G X3, % A T X, B AR IZA 5 R200W 2 3808 A1)
R ) M 2 AR (PS3_Moderate) [17]. 4T ACMG hrdfE, 52 %48 5 (1 250% P N ml E S0 «

SEAEHIGARRI AR, BERF RS TR, ARV Rem 2 B TRk, 7Rk
fili |7 DA B AR Bh R R YT, RS DRI RE, U WSS, B 1 AMHSE, BE R AR
A3k 5.0~6.0 mmol/l, &5 M 10.0~11.0 mmol/l, B s 1L .

4, g5ig

MODY3 & —FiRek B R, BABERREN, BAHREZ. NESA MODY, KmLE
T AR R AN AH [, V) 1) 500 5k, e e 5 RGN, S 1) 1 ZR0R JR s S 7k 2 BB SR /& 12 T MODY 3
(o, R B TS st it s at . AT, BEIRE 2GS i U2, Ja R S g
o T R 05 RB I S A7 10 £k P R 8 R R LA 2. Rk Ab, %05 YT R AT R SRR R, K LB
TR PRI S RO A2

E&InE
2017 4EJE Kb i BHE R R H (kq1701057), i H 557 A B,
SE ik

[11 Eou, #wdE. WO REbEZIM] BP0, dbat: AR A R, 2019: 1432-1435.

DOI: 10.12677/acm.2022.1281072 7427 I IR = =23t e


https://doi.org/10.12677/acm.2022.1281072

B2 %%

\»

[2]

(3]
(4]

(5]

(6]

[7]
(8]
(0]

[10]

[11]

[12]

[13]

[14]

[15]

[16]

[17]

Appleton, M. and Hattersley, A.T. (1996) Maturity-Onset Diabetes of the Young: A Missed Diagnosis. Diabetic Medi-
cine, AP3.

FEF, XIER. MODY3 WHFF . NRBUIR AL #[]. 2R &, 2017, 13(1): 9-11.

Tallapragada, D.S., Bhaskar, S. and Chandak, G.R. (2015) New Insights from Monogenic Diabetes for “Common”
Type 2 Diabetes. Frontiers in Genetics, 6, Article No. 251. https://doi.org/10.3389/fgene.2015.00251

Hattrsley, A., Bruining, J., et al. (2006) ISPAD Clinical Practice Consensus Guidelines 2006~2007. The Diagnosis and

Management of Monogenic Diabetes in Children. Pediatric Diabetes, 7, 352-360.
https://doi.org/10.1111/j.1399-5448.2006.00217.x

Pontoglio, M., Prié, D., Cheret, C., et al. (2000) HNF1alpha Controls Renal Glucose Reabsorption in Mouse and Man.
EMBO Reports, 1, 359-365. https://doi.org/10.1093/embo-reports/kvd071

RESL, PRENAF. MODY [R5 # I R 23 B R FCAROI[I). 3 5 AW SR i 4% &, 2001, 9(3): 55.

HKIE, TR MODY J AR SCHE PR I FTREE[I]. (R AREE 27 A 73k 23 MiF, 2001, 21(5): 258.

Valkovicova, T., Skopkova, M., Stanik, J., et al. (2019) Novel Insights into Genetics and Clinics of the HNF1A-MODY.
Endocrine Regulations, 53, 110-134. https://doi.org/10.2478/enr-2019-0013

Anik, A., Catli, G., Abaci, A., et al. (2015) Maturity-Onset Diabetes of the Young (MODY): An Update. Journal of
Pediatric Endocrinology and Metabolism, 28, 251-263. https://doi.org/10.1515/jpem-2014-0384

Hattersley, A.T., Greeley, S.A.W., Polak, M., et al. (2018) ISPAD Clinical Practice Consensus Guidelines 2018: The
Diagnosis and Management of Monogenic Diabetes in Children and Adolescents. Pediatric Diabetes, 19, 47-63.
https://doi.org/10.1111/pedi.12772

Katra, B., Klupa, T., Skupien, J., et al. (2010) Dipeptidyl Peptidase-1V Inhibitors Are Efficient Adjunct Therapy in

HNF1A Maturity-Onset Diabetes of the Young Patients Report of Two Cases. Diabetes Technology & Therapeutics,
12, 313-316. https://doi.org/10.1089/dia.2009.0159

HHE, W% ORI RURE PRI A AR AL K B ia BT ST e (3], S Bk B 45 B OCH, 2019, 19(99):
43-44.

Sahu, R.P., Aggarwal, A., Zaidi, G., Shah, A., Modi, K., Kongara, S., Aggarwal, S., Talwar, S., Chu, S., Bhatia, V. and
Bhatia, E. (2007) Etiology of Early-Onset Type 2 Diabetes in Indians: Islet Autoimmunity and Mutations in Hepato-
cyte Nuclear Factor 1a and Mitochondrial Gene. The Journal of Clinical Endocrinology & Metabolism, 92, 2462-2467.
https://doi.org/10.1210/jc.2006-2467

Barrio, R., Bellanné-Chantelot, C., Moreno, J.C., Morel, V., Calle, H., Alonso, M. and Mustieles, C. (2002) Nine Nov-
el Mutations in Maturity-Onset Diabetes of the Young (MODY) Candidate Genes in 22 Spanish Families. The Journal
of Clinical Endocrinology and Metabolism, 87, 2532-2539. https://doi.org/10.1210/jcem.87.6.8530

Chévre, J.-C., Hani, E.H., Boutin, P., Vaxillaire, M., Blanché, H., Vionnet, N., Pardini, V.C., Timsit, J., Larger, E.,
Charpentier, G., Beckers, D., Maes, M., Bellanné-Chantelot, C., Velho, G. and Froguel, P. (1998) Mutation Screening
in 18 Caucasian Families Suggest the Existence of Other MODY Genes. Diabetologia, 41, 1017-1023.
https://doi.org/10.1007/s001250051025

Bjarkhaug, L., Bratland, A., Njglstad, P.R. and Molven, A. (2005) Functional Dissection of the HNF-1alpha Transcrip-
tion Factor: A Study on Nuclear Localization and Transcriptional Activation. DNA and Cell Biology, 24, 661-669.
https://doi.org/10.1089/dna.2005.24.661

DOI: 10.12677/acm.2022.1281072 7428 Il R 125 23k i


https://doi.org/10.12677/acm.2022.1281072
https://doi.org/10.3389/fgene.2015.00251
https://doi.org/10.1111/j.1399-5448.2006.00217.x
https://doi.org/10.1093/embo-reports/kvd071
https://doi.org/10.2478/enr-2019-0013
https://doi.org/10.1515/jpem-2014-0384
https://doi.org/10.1111/pedi.12772
https://doi.org/10.1089/dia.2009.0159
https://doi.org/10.1210/jc.2006-2467
https://doi.org/10.1210/jcem.87.6.8530
https://doi.org/10.1007/s001250051025
https://doi.org/10.1089/dna.2005.24.661

	一例青少年发病的成人型糖尿病(MODY3)新位点病例报道
	摘  要
	关键词
	A Case Report of a New Locus of Maturity-Onset Diabetes of the Young Type 3 (MODY3)
	Abstract
	Keywords
	1. 引言
	2. 病情摘要
	3. 讨论
	4. 结论
	基金项目
	参考文献

