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(BZE] BRY  SrEgh s DA i s B JRE 2 8 (maturity-onset diabetes of the young type 2, MODY2)
HBLAYIG R R Rl 5, 3w IR TAE % MODY2 B9 SIRE 1. FoiE  [RIBES> 0T 2017 4F 8 —2023 4F
7 AR R R 2% A B B 2 e B ) 5% 1= e LBHII2 19 13 1 MOD Y2 UL IR R R, 458 136 MODY2 &
L (G5 P1~13) P WEIRIR e s, 3 o fidt B A S s DR e PR i (I AR ke IR e B 2 I s il bl [ (6.4
0.5) mmol/L) Jo JForb2 {75 I b ik BUBE IR IS Wikm i, HARG (13 R 25 1B IS AZ B st 4 22485 1 hofiobl
(one-hour post-glucose, 1-hPG) I8 7E 8.31~13.06 mmol/L, T 313 [E B b9 6 W 417 MR IR 12 Wi bR i . 13 441
MODY?2 [ LB A A B (glucokinase, GCK) FERZRG7E R, i P6 i GCK c.1047C>A (p.Y349X) . P11Hy
GCK c.1146_1147insGCAGAGCGTGTCTACGCGCGCTGCGCACATGTGC  (p. S383Alafs*87) #l P13 24 GCK c.784_
785insC (p.D262Alafs*13), PIAMARIAD S, it % ER T MODY2 FIERAS T IR T4 5
PRIGFRIE S | (AR K BRI o 4 I IR 25 . BB DR A DCHTARBA PR BL, 7385 MODY2 FTRiE
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Clinical characteristics and genetic analysis of maturity-onset diabetes of the young
type 2 diagnosed in childhood

YE Juan, YE Feng, HOU Ling, WU Wei, LUO Xiao-Ping, LIANG Yan. Department of Pediatrics, Tongji Hospital, Tongji
Medical College, Huazhong University of Science and Technology/Hubei Key Laboratory of Pediatric Genetic Metabolic
and Endocrine Rare Diseases, Wuhan 430030, China (Liang Y, Email: liangyan@tjh.tjmu.edu.cn)

Abstract: Objective To study the clinical manifestations and genetic characteristics of children with maturity-
onset diabetes of the young type 2 (MODY2), aiming to enhance the recognition of MODY2 in clinical practice.
Methods A retrospective analysis was conducted on the clinical data of 13 children diagnosed with MODY?2 at the
Department of Pediatrics of Tongji Hospital of Tongji Medical College of Huazhong University of Science and
Technology from August 2017 to July 2023. Results All 13 MODY?2 children had a positive family history of diabetes
and were found to have mild fasting hyperglycemia [(6.4+0.5) mmol/L] during health examinations or due to infectious
diseases. In the oral glucose tolerance test, two cases met the diagnostic criteria for diabetes with fasting blood glucose,
while the others exhibited impaired fasting glucose or impaired glucose tolerance. The one-hour post-glucose load (1-
hPG) fluctuated between 8.31 and 13.06 mmol/L, meeting the diagnostic criteria for diabetes recommended by the
International Diabetes Federation. All 13 MODY2 children had heterozygous variants in the glucokinase (GCK) gene,
with Cases 6 (GCK ¢.1047C>A, p.Y349X), 11 (GCK c.1146_1147ins GCAGAGCGTGTCTACGCGCGCTGCGCACATGTGC,
p- S383Alafs*87), and 13 (GCK c. 784 785insC, p. D262Alafs*13) presenting variants that had not been previously
reported. Conclusions This study enriches the spectrum of genetic variations associated with MODY2. Clinically,
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children with a family history of diabetes, incidental findings of mild fasting hyperglycemia, and negative diabetes-
related antibodies should be considered for the possibility of MODY?2.
[Chinese Journal of Contemporary Pediatrics, 2025, 27(1): 94-100]
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B /DA R ) 8N BUBE PR (maturity onset
diabetes of the young, MODY) 2—J TEANIHEH
7 S | R 5 3R 43 2 45 P A g o A i P ok
TR B IE B RAG o BEBIR R 204 1/10 000, L
BRI 123 000, 7ERKIEFIAH, MODY
f7 AT S PRI 1 LU/ T 5% 1. MODY 1l
PRAE S B BAFEAFAEME IR R (KR Z 5t
Bk, 2N 2K ) ERAARE GEW/ANT
25%) . PREEEFPRREE S TRE . B RS A
G PE A5 405 X IR B R S R . T
MODY 5 & ULBE RIS G RRE SAHE S, 6K TAE
BT MODY TA TSl 56 PR RS I ML 25 32 PR 45 S 1A
R ) R R 2 W PR ST S B BB, AR B iR 2
A1 AUBEPRSA  (type 1 diabetes mellitus, TIDM) 1%, 2
IR FRIE  (type 2 diabetes mellitus, T2DM) **' Fifi
FEoFifeF s Wi AR kR, T AR R
AAM AT R K EE T MODY Hyi2 R, 1
EHAE X E R, B MODY RVAIT R . PG
TPk DL G015 % 01 88955 AU 55 TIDM FT T2DM A2 7E
BRZES D, IR TAE i dnfal 42 & % MODY 91
P, DASAMA] B R 78 Hp i 1 H 757 JE 582 MODY
BOL, REIEEEW TR, BERKANE
L FLC B AR H, R ZR LR 7R 511 PR 3 2 i
Ji B 5 AT SR I R B A 5 B pe 1), PR,
I R TAET KBTI MODY, A BESE ALK 1147 A
FiE FIWr . ABFFETEFR L2 WY 13 6] MODY?2 &
JL B REFAE B R R s B AT B850 hr, Dhd
Il R TAEH LB %/ MODY2 A TAR .

1 #BR5RE

1.1 HIRH

B S AT 2017 4F 8 H—2023 4 7 H ZE4EHH L
F K2 [R5 =2 B T [ 5 2= e JLRHI 2 1 13 431
MODY2 L (45 P1~13) MR IRTERE, Frf
JLAF W PRI sSOME PR RTDT (2 J IR 32 460 sl b
il 2 451) Bz WikRiE ', B2 HE A HriEs
MODY2, ZAF5% 78 435 5 /LI B 5K )
By AP ZE i st E (TJ-IRB20220163)

1.2 WARAE

120 JmEFA WERJLNEARGER (M),
MR . HAERESE) | BRI MG S L im R R B
DEPAEWE . fEIk . /A FF5%L (body mass index,
BMD) . FEBEREIRSE ]

122 SEHEHEER WA BB LIS I ) 23
JEIRE . R . CHR. BEIRMAESC A Sphiik =
(WRBRWRIGIUA . SR A SPUR . RS 4H
k) o 0 R A s g T L3R (oral glucose
tolerance test, OGTT) . HFIIfE. W IhEE . FRARID
fe. MG, JREH . REEEEA .. PR GR
DR

123 ERESH R HREERKAERESE,
REBILE RZIMEFIKIL 3 mL, $EHIEHF L DNA,
el FH A v SC P76 A 2 ) A T R R A SO A
P3 F1 P7~13 2k H B br 7 51 R G5 XT B 55 2 AT
2423 000 2 b 3L R A0 i 7 B 1R E 50 bp X5
PEATHAR s A 5 9160 PR AH DG 115 A JE R A1
T K B R 50 bp IXERHEAT R AR . SRS A B
Mlumina Noveseq6000 5% /& K DNBSEQ-T7 i J5 43 X
B AR SCPEHEA T Rl I Y o DR T AR R TS
A% 3k 7 91 )5 #F 47 BWA-GATK  (hitp://bio-bwa.

sourceforge. net/; https://software. broadinstitute. org/

gatk/) LEYMEEAEIHT . AR S ] B2 2t AL~ Ak
ZH 222 2> (American college of medical genetics
and genomics, ACMG) #8755 7 XJ A8 S 31 7800 43
2, I 2RO BTz s e R LA K o E
AL 5

> %R

21 EHAKER

gy A 13 i MODY2 S8 L, Horp 55 1 7 4
(54%), L6l (46%), G-I 5.8~109% .
10618 JL (P1~4, P7~9, P11~13) DR {d et uk
SRR A B A s, 3 R LIRRE B
F (PS5, P6. P10) HEBh & B2 W b2 45 .
AEILEA R AL, Hrp3 4] (P4, P9, P11)
INT IR Lo 13 B LA WE IR 2 15 s, 2 491
(P1, P13) SHSCHREXUTT 50, HoAth 11 10 5 F
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BE R B RIGAEAERE R B . VIR LS &
FrUE2EFLS) (height standard deviation score, HtSDS)
SEEMERH-0.74 £ 1.15 (JEFF: -2.44~1.88); BMIiL
Fil 11.49~19.01 ke/m?*, 1 P7 (% BMI ik 3| # &
Frif
22 ZXWEWRELER

13 5l MODY?2 & L2 I I F- 3 (E N (6.4 +
0.5) mmol/L. (&M : 5.6~7.5 mmol/L.), =5 CJik
0.8 +0.4 ng/mL. (FEFl: 0.44~1.84 ng/mL; S%{H:
0.78~5.19 ng/mL) , 75 & JBE &) &K K F- I 2h 7 1.9~
11.1 wWIU/mL (Z%{H: 1.8~11.8 wIU/mL), 124
JLSE MR OGTT KAy, 76 OGTTiRk &, 24 (P4 A
P11) 251 I >7.0 mmol/L 3k 4 R 12 Wi s o

AR 151 22 g 225 JE W 32 40 OB I 4 A2 4585 1 hoIfi
B (one-hour post-glucose, 1-hPG) % 2l 1€ 8.31~
13.06 mmol/L., I 1 P2~4 #J 1-hPG>11.6 mmol/L;
2h il B (two-hour post-glucose, 2-hPG) I 3l 7
8.58~10.7 mmol/L, 2-hPG %0 min IfiL ¥ b T} B2 i
Z) fE 1.54~4.69 mmol/L. Hf fb Il £ H A
(glycosylated hemoglobin Ale, HbAle) U 3 7E
5.7%~6.9%. 13 5l MODY2 g JL B3 AR X Bk 3
BITE. Pra JLAFIIRE . B IhRE. BRIRIIRE . IR
L PRI R R BRI P AR A R A Y O
o 13 MODY2 LI EEAAE B W12 S g % A6
LRI

1 BILEAXBERVSEEERETLER
i H P1 P2 P3 P4 P5 P6 P7 P8 P9 P10 P11 P12 P13

el 5 5 5 i % % i & 4 i @ 5 5
TRER (F) 96 62 58 6.3 7.3 7.1 96 78 68 7.9 10.9 6.9 7.3
W2 EIN flehle Mg MER FREO BREM  BEM @E @R @R BEM @ #E B

K B BEBE HEBE -2.05SDS —221SDS  IAKE  IAKE  AKE  2448DS  RKE IRKE fEBE
AR k) 29 33 3.0 2.3 3.1 3.25 275 29 235 3.0 235 34 2.75
WiRwmEEseE = 1 = =R v v B v AV A — B v AV hv
w2 BMI .
g/ 1457 1375 1472 1337 15.74 1572 19.01° 12.66 13.11 1427 1149 1454 1448
e 6.76 6.02 667  7.04 6.51 6.16 601 6.64 641 6.12 750  6.16  5.60
(mmol/L)
2= MR R
(WLl 49 41 41 45 4.0 1.9 11.1 36 36 23 = 2.9 2.1
e AL 1.09 089 1.05 145 0.76 0.66 1.84 0.60 0.89 - - 0.77  0.44
(ng/mL)
1-hPG

857 13.06 12.00 11.69 9.93 880 1039 - 8.31 849  10.10 997 115
(mmol/L)
2-hPG

1070 10.19  9.05  8.58 8.60 10.02 895 - 7.93 9.31 930 807 1029
(mmol/L)
A 0~2h il 5 3.94 417 238  1.54 2.09 3.86 294 - 1.52 3.19 280 191  4.69
(mmol/L)
HbAlc (%) 66 64 68 6.5 5.7 6.4 60 64 69 6.5 6.5 6.2 6.9
TR ARG B BEE FAME BAME RHE AP BAME FAYE BT BAPE FAME" B FAME

A R BMI>85th ([EAREFEITE) o BEPRIRPIAOR S B BOR B UAR . S E A GYuR . RS AIEYUA; #RPERFIUA T (BFE
M i R B LA R 5 25 3 B Piik) o [BMT] REHREG [1-hPG] T hififE; [2-hPG] 2 hifidf; [A0~2 hifiih%] OGTT 2 h i O min MK

Z{H; [HbAle] Wfbimerm A,

23 EESWER

13 MODY?2 LYYy GCKREH G785, 44
TR LR A, AR R FEE R 6
T G FEIRAR FRAVIE 10 BFS A S, 2 HIFY
SR 1 ITE R 12l MODY 2 A LS S 2 K]

Yyt FUBR ISR ECRER 1] (P11 Wk

=

A&, HIRER g R W EK2, Hf, P6hy
GCK ¢.1047C>A (p.Y349X), P11~ GCK c.1146_
1147insGCAGAGCGTGTCTACGCGCGCTGCGCACATG

TGC (p.S383Alafs*87) , P13 4 GCK c.784_785insC
(p.D262Alafs*13), DL 3 ARHRIE T AAS 5, )
JFFEILE 1, P5 R GCK ¢.532G>A 22575 5, HL

R >XIT,
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BN FRE TR, R, B8 ANENA  IERa W R ORI T, UL 2.
L, SR RIF BBIRIRAL R i, KRR

%2 136IMODY2&)LEFESTER

SL fum BetFmc wmer sem o AE SR
Pl AMNEF5 ¢.572G>A p-R191Q RS RSE BUR s
P2 HMETT c781G>A p.G261R A BEE WTREREDR 2
P3  AMETF3 c.214G>A p.GT2R s B3R BUR S
P4 HMET6 c.617C>T p.T206M RS AR TTREECR 2
P5  AMNETFS ¢.532G>A p.G178R RS B BRI &
P6  HNET9 c.1047C>A p.Y349X T AR B WREEUR A&
P7  ANBT3 ¢.349G>C p.G117R S B WIREER 2
P8  AMETFT c.683C>T p.T228M XS TR BUR =
P9 AMET5 ¢.544G>ST p.V182 SRS A BOW =
P10 AMNE T4 c.469G>A p.G157L AR BE BUAY &
P11 AMET9 ¢.1146_1147insGCAGAGCGTGTCTACGCGCGCTGCGCACATGTGC p.S383Alafs*87 MR #ik AlfedUR &
P12 ANET4 c478GSA p.D160N AR AL BUR =
P13 AMNET7 ¢.784_785insC p.D262Alafs*13 FoA%AE S #13 WBEEUR &

e [ACMG] JEE2Ei e IR 2,

Dl

A \ Al sl [

330 340 350 3€0
€6 CACAT 66 TG CTCGGAG GG 66 TGE66E&CGE6 66CE6TCATCAAMCCGCATGCGCG A

320 330 340 350

E1 3fIRRENTRNFE F: A03E; M: FE3E. P6°H GCK c.1047C>A (p.Y349X) A5, 215 s 5
{7 P11K GCK c.1146_1147insGCAGAGCGTGTCTACGCGCGCTGCGCACATGTGE (p.S383Alafs*87) M85, LI e Bl L F-
BHEAANLE; PI3°N GCK ¢.784_785insC (p.D262Alafs*13) 75, 218573k MRIEAH AN 5.
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c532G7A
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e 532G>A
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ﬂ,iilG)A

E2 P5xRZ&RME FEHEH K GCK ¢.532G5A 4478 5
AR SRR T LR BOmAMAR: & 5 B AATE MR AR S, Al
IER I FRIRAAE RS . WIGEE; MAELE; Lkt
OB MRERR; OLtEAREmR.

2.531G

MODY &5 UL S R R, B At &8
14 Fh B 28 Sl S MODY, Hih GCK LR 244
AR S AT EUH MODY 2 & fie 0 DL — . (R
K. X SRS B AN, R AR
RIBEA MODY2 (5 MODY H.f1 A 109%~60% , H.Fa KK
X AHE MODY?2 114 U 26 i Fab R E R AHE
FE MODY2 i MODY 45l 18.429%

MODY2 /& T GCKJE N & A= 2% 5 A8 53 T 80
— LRI PR o BRI B A M ) GCK 2 2
L PN A 2 VR T RS2 A, GOK 2R I 3 748 S fefi
AR I 25 53 D6 1 4 25 W IR v, T L 92 AR
AR, SFEREASE SN A . B,
[ N AMIRIE B MODY 2 955 B2 Wi A4 ] & A= A AT A
RSB, BRI RS L . 28R E
SRR . PR Ath i A e kR 51 42 R I AR A
R B IR 0 XS R k= LR R
=2 /DI RRER , D I R R s B AE R
R T 2AURETORER, LR T
55 3 BURH SR LR K ASE L 2 2200 A I 4E
RIS W B2 Wl B & R T2DM Al fig . AHFSE 13
I MODY?2 i JLF4) hy ft R A i PR G M 25 8 SR
Je WA TR AR M 25 M 5 B v IAUHE 25 IR I wE K P
W FTE 5.6~7.5 mmol/L, HbAle I EITE 5.7%~6.9%,
% 5 OBE AR R A9 MODY2 25 i B (5.4~
8.3 mmol/L.) F1HbAlc (5.8%~7.6%) I 5L il Fk
A—F ", FEOGTT kg, 1-hPG I 3N 7E 8.31~
13.06 mmol/L, F ' P2~4 [ 1-hPG>11.6 mmol/L,
. 35 21 [ B b PR s 56 S8 3 41 15 1 4 R 5 12 W A
wE T, H S B8 L BE (6.02~6.67 mmol/L) &Y,

2-hPG (8.58~10.19 mmol/L) A 4b 1 i 5 Hif 4 7K
S, 1-hPG % 0 min Il BF b FFOUE OB 4.65~
7.04 mmol/L, HEM 1-hPG fE 5 A Js et A4 G 1
SH o 2-hPG 5 0 min W% I T 05 B 3% sh 76 1.54~
4.69 mmol/L, 1M BEAE: SCHRHR 1 1) 2-hPG 57 5% i 36
H/NF3.0~3.5 mmol/L ', AL, 7E OGTTiRE:
MBS R T 3.5 mmol/L A BEHERR MODY2 1] A,
U & IS BEAE ST A, RRIIE XS T2
N R B3 5 AW PR 23T SR T2 T T2DM i
#, WHEE5MODY2 45,

GCK BRI T 75 4 Bk p13, & 15150
¥, GCKIEHIGAF T REMODY2 &4, H
A SRR S . T B BAAER /)
R BB s B R T AR S, HIRIA R A R A
SR UL AR 13 MODY2 U LAL A 10 19115 X
, 2BIRSRSAR SN 1 BIJC SRS, X S REAEGE
(RIS AR Sk AR RIS AUA—E ", Ho, P6 Ry
GCK ¢.1047C>A (p.Y349X) . P11 Jy GCK c.1146_
1147insGCAGAGCGTGTCTACGCGCGCTGCGCACA
TGTGC (p. S383Alafs*87) Hl P13 A GCK c. 784_
785insC (p.D262Alafs*13) , 44 i K 18 i 45
5, ARPE ACMG 22 55 1F 9% 34 Sk B B0 1 AR 5
SR AR R P E R AT B, T AT A
PRI (P6FIPIL) s 6 X AF mRNA
Befd (P13), M2 m LK ThgE. PS H GCK
c.532G>A GRS, AWME B AE R ThRe i 1y
JAE, BRI ACMG 5% 728 S0 E N
IR AR, {HFE ClinVar 2045 225 MODY2 #H
KA R BOR M BT R T RESOE , HoR L
WA SRR TR, AR, 8BS JNENH S
MKE, SFEZRZMT LBEIR A RS AT, KR E
PEORAT G R Y IR RIS RN, R R R A
IEFHAER RS, MAERNSEE . JMES M
[FIA 8L GCK IR G785, SN SCRHIESE PPL, BUi
S FVH AT REECR, BIHEN GCK ¢.532G>A 7%
GRS PS AT REBUR AL AL, SR SL N i —
AT RE Y UE ARG iz AR S SO PEIE o

3L AR /N TG L, BOJLEE Tk
HALE (PAFIPY) MSUHT &1 (P11) GCK 3R
o (AR AR B P B AW o SRR
LA B 5 2R s/, H DR 5 AR AR A K
EHT, SBUNFREILM L4 FHIL, ImRxEF
AEAE = MUBE B /N FRE Y L, R A AT & A
K], WRFEEATTMODY2 Al e

S EL
Eﬁ‘l‘

M=
557
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36 MODY?2 B LR & B b1 B PEA & B0 45
En A, BHRTA W GCKIEN A A2 5 5% 5 H M
KA o Caetano 55 1 HE3E T 2 B4 & S A
MODY2 JL 3 , 43 %] A GCK c. 661G>A Fl GCK
e STICST A LS, AAEH N HZE G M 5 GCK I
R AR S A e BPE . ARBIFSY 3 %% B MODY2 £
L, fERGMEEEE (PSHIPIO) siXGE (P6),
RPN W DI RE VAL FCR AR Sl . B MR SRk
R RFEAERKEFKEHIESR, A TA4WMER
A KR VB KT 0% 3 7E 9.02~20.8 pe/L, HIfETE
WEAE S5 % 90 min (P5 FIP6) % 120 min (P10),
AR R L LR B AL, BILER/NEE
KGR G M T BT e K, nIRES GCK LA AE
SWICEEE, 13 MODY?2 8 JLE SR GCK F: N 78 5
LN, (RS2, PRI 54 B 25 T I
KT, X SRR AR

MODY2 & — M o7 BB 25 6y, W2
Wi, ST B2, et AR 5 O
TRz i b, (F A A R 0 5 AR i LA K
R MFEEBRIGE G 2, QR & s
IR LEEAE GCK IR AR S, RS PR I,
ANCEHBOR LI 5 2250 W34, B JLATY T IE AR
Koy WURBEEE R, ERRILTC GCK BN A 5,
BEGR D B SR )L BE AR, R SRR L
T, ) A TSRS S A R S A W AR, B
B ZRyT U E R, MODY?2 B b
PRIGAE ST e A A, AR AE & I TAF 4 AH
KT2DM B, XFTFRHAf 2B MODY2 9% ] ,
AT 5 7 B 7 00 ot A S A R AR A Y AR
13 MODY2 BILigWifE, Hgh5 L
i, HATERE D

gE BT, ASO 13 6 LE B2 Wi MODY2
S R RIS st (G R s AT 2 o0, &
B3 A ARIE Y GCKFER A S5 I R SR &
PR 2 I R BG = L AREIRR FR  BE R
AR PR ITER UL, T MODY2 I fig; 4F
BIXEFA/ANFRRE L A 8, A7 A5k = PR
WEHL, U ER

EHFTRAER: "HHEA TR S FET.
RFAME . #LBES,; PR, Xk, Fa. F
A R RARAE R T AT FR R i IR 45
F5GRF

(2]

(3]

(4]

[3]

(6]
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(8]

[9]

[10]

(11]
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