B 9 2 b G 2 5 2023 4E 3 A58 43 555 2 ] Int J Endocrinol Metab, March 2023, Vol. 43, No. 2 - 145 -

IR -

MODY3 & F Klinefelter 22 & 1F 1 53R &

A g  Fx

08 KFH— M ELE A A LA N5 R IR e R E F AT S, B AR
R e R EFAR TS IZHa T, deg 330006

BAEAEH L3 Email ; wen_qiong_xu@ sina. com

A case of MODY3 complicated with Klinefelter syndrome Zhou Xiaoman, Xu Wenqgiong. Department
of Endocrinology, the First Affiliated Hospital of Nanchang University, Jiangxi Clinical Research Center for

Endocrine and Metabolic Disease, Jiangxi Branch of National Clinical Research Center for Metabolic Disease ,

Nanchang 330006, China

Corresponding author. Xu WenQiong, Email :wen_giong_xu@ sina. com

DOI:10. 3760/ cma. j. cn121383-20211215-12037

T /DA I BN PRI ( maturity onset dia-
betes of the young ,MODY ) J&— 21 Hh #A 3 [K] 28 745 fip
BB R . H BT MODY 43 14 Fh & #1, D)
MODY3 %k R fix i, i i MODY &% 1 50%" ",
Klinefelter ZE 51E (KS) , /& 5 AT i # U iy 4
ok 5% W, B E LB ERN
1/660~1/600"% . KS i KFEM B HEA—, KEZHH
FHAERTR B W R AL 10% 19 KS 53 P78 7 Hil
P2 oK, 26% £ )L 2 1 5 BUAF I TR R T g ek
B HMFLR & E Wz W, Ay 64% K2 Wi,
E N A LI MODY & I3 KS W HE , A% 61 0 &
YRS . A SCHGE 1 6] MODY3 &3 KS I b7 H
BT, AR E X MODY £ KS X — /b WLps A i
INFIZI T K
1 FEOIEBFIZSELRE

BET 16 % N R MBET & 5 427 F 2021
AE 1 HABE, 2016 4 P IH 9 7E >4 MBS 52 i B0 il A
B IEWEN 1 BB (TIDM) , — BT DU E i
L, (E AR o 22, A B AR 7 2 M B
20 UBKATIABE =801 17 U, SIAFRIR
FRAE s R s, R R WA g e AN ARk
TOME R 5, A5 N SR 45 0%, A B A A i
110/80 mmHg(1 mmHg=0. 133 kPa) , & 179 cm,
1K 55 kg, REFEEC(BMI) 17.2 kg/m?, 0> i
BRA ST H BRI 2 R ORI, WK
2 AR G 8 AR B B S DR L 1 3R 25 IR
T DR 2+ 5 A Be 10 1) 3 245 AR B 0 225 2R DL 3% 35 9t

[ 5 Pk P A bR S AR iR R
Keierihizth 8 HUARF M ; T B DAk | Bz mms | e
PRy GO JE R B CT | HR IS BEAH R
UWLBA S S ABE S T AR B 2SR o b YR
91 RAANE 24 U, INTA RS 2 =480 10 U, J5 R
T MR R B s 15 R AL 20 U, T TR S R =&
14 U, i BT I B AR 50 mg, & H 3 ¥k, H 1L b
¥ RIANE G BB R, 195 D RE v A7,
TREAPE , TIDM AHC B B e ik B, B
TR S ZIRYT R MM A8 A R B, B R R
FEAE MODY W] B, 2 BB E K BE 25 A0 ] i 47 3k R A
W CRF A8 SBETEAE T ACE IR ERR )
[RIEH I FH A% 51 SE IR | 4 mg, B 1 2 mg, 8125 58 5
FAELAE 12 U, 1AM 2R =00 6 U, dkLrb Rk
B5 50 mg/ R, B H 3 WK, 5 MRS 8T K, 25 16 I A
7~8 mmol/L ARG R, BEn NS Z R
A LMK E I 4 mg, B 2 mg; B R AR
50 mg, B H 3 W, 1A H G B L DA I i 5 45

BoR(E ) BEENALT 10 5o 75 40 i i
BT la (HNFla) 5 H) 2% A 22745 c. 1854C>C
(p-1618M) , Sy A] BEAS 5 | BESEAR WEAE IR AR
ST 618 7 1) F 58 2 R 5878 Ry B 2 R, SCiik
B O A R AR SRR TE D AR S AR 4 S 3K
WS, ClinVar B X% A7 15 B B0 YE 24 0
MODY3, H AR 56 [E 35t {5 2% 5 £ P 24 77 2% 25 (AC-
MG) $R B HE /N IR 500 A5 0 5 I R SCR B, R
LA IHNZ BB IR FI AR K2 i, 2
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Wi A MODY3,

2021 4F 7 H, BE IR ABE, UF H B 5 M
TIAAE, 25 1 1B 15 ~ 20 mmol/L, FEME 7 AT I #s
2N SR M N A PN i < S % NP (1A
113/69 mmHg, ¥ & 75 cm, F#f& 104 cm, 5 )
EH, S, T K, AR LR AT,
FIEREL, B 22/ WU S2ALZS FR 2 3 ml, i 2
AERREAS , SMEFH AR Tanner 70 ULFR 2, A BhAG A
PG CHE AR SR B TIRE LR 1 £ 2, TR AR
PEMRE BRI RE AT R R A B R R 2, M
W HTTh IOk, SRR A EILK/D: 11 emx
1.3emx 0.9 em; &5 F 1.29 ml, /& 52 JL K /.
1.6 cmx1.5 cmx0. 8 em; A5 FH 1.20 ml, AU 2L |
MR RE, HFFH X LhREaitth 18
ZEEEIER, PR R N 47, XXY (E
2) o AFBE R Sh A MOBE I 25 R L3 4, M e R
u R Rl R RIS WA KS, T LA — 2 S i
40 mg/ WK, B H 3 WK ANFEIHER R IATT . B AR
YIES TR STy = S W) ) 3 SRS TS S
R0 UBRSEA RS R 18 U, R &2 WA
WS 2 W K, BE B IR T 7 28 48 51 36 Ik R IR

25 WG IMBHIE 15~ 17 mmol/L, {HI A HBUEAE , Pl
FISh XoF £ P SR ] 1 4 T P R R B R
RIS £ .13 U-17 U-17 U, R 5 %
15 U, RS R 9 LR IR 4 mg, B H 1 IR +—
Fif 521 40 mg/ IR, B H 31K,
2 g

KS Bl RMEALL B A4, AT Y i A
SHTHRE . KEBEE AN 47, XXY, H 2%
B 80% ' . WFSE K& L, KS HACIHI 28 & 1E K9 %
2974 30. 8% , KH IR K 22y 20. 5% , W1 W & T
IEH T, 23 22 ) B B K R AL o N
HETA AT GEAY N 24 . BRI 35 2 B0
AL (FSH ) K M 2/ 52 ( £/ ) () e
FAEHL X Qe I R AR, KS A
I7 7L F BRI R B IRYT, dE e 1R F (1 21 K
SERTEcGE R E LA A R B A S e R
W s B BT R, (RS EAUA R
H e P A AT R R

ARG, LA TIDM 2 W LA S ZIR97 S
AR RS — AR 22, ABE S % R R I o
5 Z9RTT MUAATY S AR TG ERRE (7] | IR 5% Dy B i 47, EL

4 mg, BEH 1K ITAMRE 2.0 U-17 U-17 U, f84 1K R RHAER B A 5 T RELS
g e A = Ve S Vs iz i 1] Ei=tan 2y 1h 2h
53 26 Us +— MM 40 me/t, B H 3 K. B o g U Cmmol/L) 17.98  13.68 11.94
ZWirh MODY3 & 3f KS, f);}(ﬂilfg B ZE(WU/m)  35.99  26.15  21.69
BES WS 1 A9 Bl U7 R 2 45 R & C K (ng/ml) 1.5z Lot 215
o e Cmmol/L) 19.69 15.50 22.53
Tanner 73 W3 1.3 2, N BSEFBE AR R /N, 4L ;%2—1.{}6?% JBE 1% 2 (wU/ml) 7.14  9.97  12.50
e, W R B WA SR i b KS B E C ik (ng/ml) .00 2.53  2.29
P N ) n . LA ( mmol/L) 11.19  10.19 7.38
J1 BT B B R A RAE e NE T, 2R (] B (uU/mD) 1290 45.40 26,40
2022.06.25 = : : :
ST 22 B IR, R i R EF L 25 WiR YT, C ik (ng/ml) .20 1.69  1.67
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Fisf 8] HbAle  LH(mU/ml) FSH(mU/ml)  E2(pg/ml) PRL(ng/ml)  Sf(ng/dl) ﬂﬁ@ﬁ Tanner 4330
R 6 2.59
fb;%fff’g 17. 4% 2.59 5.65 1.15 3.62 T
LDL-C 3.62
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I HbAle  FELIM LT 1, 2% U 4.5% ~ 6.3%; TG Hill =8, % H 0~ 1. 7 mmol/L; TC. EJH [ EE, 2% {5l 0~ 5.7 mmol/L;
HDL-C: =% IR TR 1 -IHE #E, 2% i 1. 16 ~ 1. 42 mmol/L; LDL-C . fIC 25 FE 15 75 1 -AH [F B, 2 2% 30 0~ 3. 62 mmol/L; LH . IfiL 35 £2 #% 4 A= A%
£ BHEHE <8.6 mU/ml; FSH: MIEIE IR Z, S H W H <12.4 mU/ml; E2. M %, 2% [l 25. 8~60. 7 pg/ml; PRL; MG WFLE, &

ZE [ 0. 050~0. 149 ng/ml; S2H1 S %5 [l 241 ~827 ng/dl
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MO ne e 0% e
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R BARMERE 3. 9~10. 0 mmol/L
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AF S PR IS 1 22 565 IR AR, IR Bt ) 3 2 3
BEAIEMLTRE R, 456 Y Ok 0 A2
J KS, T LA+ — R S2 A A FE A R IG YT, A 2 W
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