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Abstract

Objective: To study the clinical characteristics, diagnosis and treatment process of Turner syn-
drome (TS) with different karyotypes. Methods: The clinical characteristics, diagnosis and treat-
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ment of two children with different karyotypes of TS admitted to our hospital were retrospectively
summarized and analyzed combined with the literature. Results: Both children with TS presented
with short stature and gonadal dysgenesis, combined with growth hormone deficiency (GHD), vi-
tamin D deficiency, Hashimoto’s thyroiditis and hyperuricemia. In case 1, the child with haplotype
had centripetal obesity, hyperinsulinemia and insulin resistance. MR enhancement of the saddle
area showed posterior pituitary cystic nodules, and genetic reanalysis of gonadal development in
this child revealed two unreported mutations in the MCM3AP gene: c.4927G > A (p.G1643S) and
¢.2524C > G (p.Q842E). In case 2, the child with mosaicism combined with primary hyperthyroidism
(Graves’ disease). The uterus and ovaries developed after estrogen treatment in both children, and
menstruation occurred in case 2. Conclusion: The clinical manifestations of different types of TS vary
greatly, and the differentiation should be strengthened in the clinic to diagnose and detect the pres-
ence of comorbidities as early as possible.
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1. 5|8

FHNLEAAE(Turner syndrome, TS) XARSG R PEIN L B A RLEEAE, & B TR H —% X ik
SRR, B X YL RIEAE SR R T A, TS B BRI G RN YRR B A K SRR I T
FEMAAAREAE, AT SR R/ERZER, OO, BE. &, B, M mET R[] [2]. TS
BENRR AR b, RMEZAHE, KRR A AR E[3]. B8 A AR G 1 2 A
[FRZA TS EILIRIREE S 204, DS,

2. ImPRFEH

W1, L, 15 %, B @ 15 R HEARKRE” T 2022 48 H 8 HABt. &HJLIT 2 4F5 =iy
K& 1~2 cm, REIIN 10+ kg, THEVE, THROBVEBIR I N ARE T E RGPS . Je Rt
TFE? DL A" Nbi. BRSOk k. FEE: XEEE &9 160 em, oI FRIB AL 5 o AL
B 144 cm, 1A 62 kg, BMI29.9 kg/m®, ¥ 72 cm, F#f&E 72 cm, MEFE 86.5 cm, fEF 90 cm,
e 141 cmo TERAARE 5> SOSUT I R kvl WA= U0E, Al WLBES, JERPREAK. 155 KEAIER, T
AR JECIRAE . AR Bz o DUBSSTT ol T, XU K. SUMFLE K E, FLk A EE O8RS .
wYEAMEESS:: RPBIEE, W/ EEEE=MF. Wik HORERDIgE: HURERE A ytEst
#&(TPOAD) 156.30 IU/mlt, FURERERE HHU/(TGAD) 345.10 IU/mlT, HURARERE H(TG2) 0.175 ug/L|,
UiE B =M FOIR IR R ER(FT3) U7 & HURAIR R (FT4). R =R AR IR E IR T3) 2 FUIR AR 2 (TSH). 12
HUR IR 2 2R PR (TRAD) AR WL 5% . PRI R : TR AL R (PRL) 8.37 ug/L, R4 (LH) 10.28
mIU/mlt, {2UR7EAE R (FSH) 41.08 mIU/mlt, M —FE(E2) 12.70 pg/ml, Z2EH(P) <0.12 ng/ml}, S2ME{H(T)
29.57 ng/dl, il S EMERI(DHEAS) 289.53 ug/dl, PEEER 455 BREE H(SHBG) 4.04 nmol/L |, 7 55 2
FRB(FTI) 23.301. ¥R HZE(AMH) <0.01 ng/ml] . 80554 KE T (IGF-1) 136 ng/ml. [5 528
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GRS : Flns 35.47 uU/mlt, 30 minlns 236.80 uU/ml, 1 hins 462.90 uU/mlf, 2 hins 286.80 uU/mlt. $i4%
AR EETRGAD)TE, TSR A SPRIAA) I, BN E IR R W 2H . JRER 485.3 umol/L1.
25 ¥4 K D 28.50 nmol/L |« 125 _E iR JZ iR (ACTH) 7.17 pg/ml, FZJFEETi4E: 92.30 nmol/L (8:00)] ,
42.84 nmol/L (16:00)], 22.11 nmol/L (0:00). figa 5 ZAK MR UK 4 : GH WEAE 1.50 ng/ml, S5 BEEUK 25
FIEH (JE{H 599 nmol/L). #Z[X MR M5 W on T4 J5 4 ZEVE/NGE 1T (COR/N 2 3 mm x 3 mm),  FEARSE B
PR BEAE AT RE, R PR W O IR . HURIRR . HUIR IR TR ISR AE s HOR A D i el 7
S5 (CR/N) 7.4 mm x 7.5 mm x 4.3 mm, AZIIEMT, AMEEALIR), TI-RADS 4a K. LIEE#: =
R LR A4 JEER A A A IR : T E BN EAK 27 mm, JE 16 mm, 58 16 mm;
B 16 mm, EHETER 8 mm, HHEES, JE 1.5 mm). SO ERBEIRL. £F X EBRL
142 %, &5 E % EERBEZEEERH. CHE. WRAEH. WE CT FHRRILTR . Qe
45, Xo XZE LR B EEE T, KI 2 D RIRIEN MCM3AP ZEFRAE: ¢.4927G > A (p.G1643S)
Fl ¢.2524C > G (p.Q842E). HiBtiZWri: TS. GHD. #rAHUIREEA . M HFARMRE T =282 B CHA
Ay BERE. SRBRIMUCAE . SRS R IGE. 443 D = FARgs1: FEMEE 2 Bt )a T LR
TFE 1 mg/d. HIRUIMEERE B 1g/ds 443 D FIGYT . AT 2023 453 H 19 HE A PERE: PRL 9.88
ug/L, LH 2.56 mIU/ml, FSH 3.89 mIU/ml, E2 61 pg/ml, P 0.37 ng/ml, T 30.85 ng/dl, DHEAS 322.15 ug/dl,
SHBG 10.10 nmol/L|, FTI10.591. @ARFEH: ALK 35 mm, /£ 22 mm, % 38 mm; FHK 25mm, &
B 15 mm, EHEES, JE7mm: RUAAE: 15 mmx 10 mm, AUPEERER. KRR B
|2 2mg/d, RIGITHEAT.

Wl 2, B, 15%, B “TiE 29 1R, KIRIRHUHE 2 47 72022 £ 9 7 HABi. &L
i1 FEHIE SO, 29T 28], (HE 2 A, RIRIUH 2 B, MR Pste & F IR ERThEE: TPOAD 600
IU/mlt, TGAb 4000 IU/mlt, FT3 31.42 pmol/Lt, FT4 77.69 pmol/Lt, TSH 0.01 pIU/ml}, HUIRARFEHE:
FORBRORIB MG R, SERTRI S REAC,. HfH, 250 ASs, MR, HRIRXUN b2 ik i iy S g .
2 Hb 5 B2 25 e IS B IR AR THRE TUREAE, T LA SRIKME B 20 mg/ds 284 /K A 20 me/d VRIT . R B A%
N, BHGYIARZ, FTEREE: TERSD, 2407 ERE. 1128 “RUIRRIhaerobE.
AHURBEZ . R EIEE” R BT SR ORIk, FEL: SRS 176 cm, BESEH S 150 cm, o
A AL . BR: OF 132 K/%r. B 143 em, 1K 43 kg, BMI 21.03 kg/m?, E#E 65 cm,
TEE 78 cm, JEEME 75 cm, HEE 78 cm, EJE 136 cm. #7E, K. BRERZLE, U0 HOIRAR 100k,
15 5 M BALIES, JoBES. FHAME. EORMG . EEBE R . DSOS ol I, XN Bk e XU b &
H, LT, LS KBABEEW, LHE.

ANBEJG T DL SRKIE F 15 mg/d. 25188 A 20 mg/d AR, FF478E— DA A HURARThAE: TPOAD >
600 TU/mlt, TGADb > 4000 TU/ml}, TRAb 24.35 TU/L1, TG2 0.182 ug/L|, FT3 8.5 pmol/L1.FT4 15.3 pmol/L.
T3 1.4 ng/mlt. TSH < 0.005 ulU/ml| . P2 : PRL 21.52 ug/L, LH 21.33 mIU/mlt, FSH 86.68 mIU/ml?,
E2 < 10.0 pg/ml, P 0.36 ng/ml, T 29.43 ng/dl. AMH <0.01 ng/ml}. IGF-181.20 ng/ml. HFZhAE: Bl
FREE(ALP) 202 U/L1 . L35 B B8 I B B2 B 80.36 ug/L1.25 ¥24E4: K D 41.25 nmol/L| . JRER 605 umol/L1.
ARKBERBORRE(ERZE + B 8): GH 1§14 3.50 ng/mL. K SFEMEOT®E, TSR
FORBR R HURIRI R, S2it ki@ M AR SR e A RUR IR R FT RE. FLIRREE: FRDIFUR, XUFLR
AIEAMERAS, BI-RADS 128, 70 MRI HE38(DWI): 7B AARFR B A5 /NCK/N) 25 mm x 26 mm x 17
mm), TEWEERE 4 mm, SRS ERAE. £F X FERL 135, B OIEEE. sk
Fl . FIEHE MR 3 58(DWI). #2[X MR 58 A W25 o Jef %8 : mosds, X[52]/46, X, i(X)(q10) [48].
HBEiZWr: TS. GHD. Graves i MrARRUIRIR % . W RIRIUGE . 4E4E 3R D = . HBE )5 464 IR AR Sk
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M 15 mg/d. WZEIKIK A 20 mg/d, FFANTEIRERME —BEF 0.5 mg/d. ZEAEEK D3 WA, RS . HBET
2022 410 A 17 HEAM#E: LH 5.36 mIU/ml, FSH 39.29 mIU/mlt, E2 32.10 pg/ml. % F J5 REME —
FE N4 1 mg/d.2023 4 2 H 16 HE A E: LH 0.23 mIU/ml}, FSH 0.68 mIU/ml}, E2 57 pg/ml.25(OH)D
70.75 nmol/L. ARPEME: =K 40 mm, £ 19 mm, 7 36 mm; EFHK 27 mm, EFHI/ERE 14 mm.
EANEEF, E3 mm. WIGIEKREE . IKEE B2 BAiTHE, LH & FSHKTIE® /KT, FEiAm
ECRTIEOR, TRIERME —BER R 0.5 mg/d. 2023 42 A 26 HEJLA SV, EH2EzRIT, T 2023
3 H 17 HE ALK, MEEEMERE: LH15.25 mIU/ml, FSH31.73 mIU/ml, E2 28.20 pg/ml.
FURARINAE: FT3 42.0 pmol/Lt, FT4 72.7 pmol/L1, TSH <0.005 pIU/ml}. HRME#H: =4 K 26 mm, &
19 mm, % 34mm; EHK 15mm, EIFEIER 13 mm. & HNEEF, E 72 mm. ULAIPE: 17 mm x
12mm, A UNE: 19 mm x 13 mm. 4k&E FRH SRR 15 mg/d,  [R] JE B1E#b 78 R ME — % 1 mg/d (111
Mk 21 RIG1E 7 K).

3. g

TS A& 8 H WL AR, RGP LB AR ZLIN 1/2500 [1]. FEONLREAE B ] A
FZAL, 0 TS B BA A 45, X8, WUz —NikER, HRNEAAFEZA G0
W, QIREEE RO, RGP OB Y ORI 4], R, 580845, X I TS &%
FHEE, HRE R TS EE A FHIEAN D

M TS B WG IRR I . BF AR X e i 50 8 5z v (Xp22.32) 9 H0L5 e €44 [X 3
(pseudoautosomal region 1, PAR1) N & %%/ [B] 5 & 24 K] (short stature homeobox-containing gene, SHOX),
HPRERIEA ] B MB/AN . B R IR EMAEVEE 2554] (5] AW BEIE) LS w0 AT [F
W IER LB, F 8N SHOX K A5 FIEA 2 S5 KM E WS Z L FRER . Hapl 1 &) LEEREE
—R/NZ) 3 mm x 3 mm BV, AT EHRE AL T RE, PN R AR KEER WA 2 BT RE
52X,

PERKEARZ TS B 7 — F BRI X PR K8 MR A E S USRI R G B, 20X
ge X CEERUEE BRI, ONELHZURML, AR ENIIEREE6]. JLF A ) Turner 55 1E 8 & #AEA =
TR PERRBR EVE IR T REVORE , 2 TOURF 75 36 W ik & B0 A B AR Y S mT R HH 0 B R MEFL R B L H 240
R Z 2 B R MR, IR R YA, 7 2%~5%A] B K IEGR, (H3= 2 5k 30%~50% [3] [7] [8] [9] [10],
TR R BAGIT . AXH) 1 BILHERD, 62 BILEMERNE, PiflE)LRIE R ERZ,
AR AR T EERBUN, SR EAR R, 6 TS RN,

TS WEIA G RPE . FERRSE . HA s MR AFIRIER, &I Graves Wb W. HrAHAR
IR PR AAEAT— 1B TS Bh, SERAER G KN EERRIRIRRGR, R X Jetafkh
Z 0 E B IR R ER KA K[ 11]. TS KAARUREZREAE 1 KRG I, B et g n . w78 K9 Xp
FAREBE Rl I e Xq FERI AR AN DUE N T TS AHERE R 00 XU o JEHE PRI I TS F82 0 mT A IR i ==
ZH. FERSRIE. RS RIITERH[12]. SEE MM, TS BEK BMI. B, AigR LN
JE AR B W v, PR R B S B LB B A I By A i o A 2R DA B Y8 2 35 = mT o 0 R AR 3%
B, PRHEE R AP 2 BOBE RO R A, [ Bt 2 8 O M0 R 2B A XU o TS B R AR i 25 L 3]
B0 FEERERI R AE13] [14]0 ARG E ) LIEE HA A HUIR IR K JRER MRE,  H AT 0% 1 g K if
JEBJIES o ) 1 B UAFAE O PEREE o 5 2% IfUAE B JB 5% 2K, 91 2 28L& 3 Graves Ji o

X TS REAAEEKBERZ MR, HATHA g TS B AEAKEEITT, AHAKER
SrEEERIE R, HR S RER 5, GHD BEARKBE MW Z, FiE R, TS [N 4 IF GHD &>
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JL[15]s {5 Chinoy S5[16]9\ 8 TS 82 b T REHER A6 = K BB BT 350000 s i 5 2% IR A il 35 6L 55 5 I8
SFPERKBERIRZ . ASCHBIE) VEKIEERERRAE GH ES<S ng/ml, NEKBERTEEHRZ, &
MR/, BEIEIR, 2Wi8 GHD. WF7tR M L#E GHD H A — Mo fEEA KR T T IEY, KN
Ao T s U A A R R ik = R LR AE T IS S B I R SR A 2 A2 4E GHD [17] [18].

UEAh, 6 1 8 LM BR R B R T, R B2 A RIGE I M CM3AP JE K 58745 : ¢.4927G > A (p.G1643S)
Fl ¢.2524C > G (p.Q842E). M CM3AP Zah Ak HHOoAH K% B [1(GANP), GANP & —F £ 5 R mRNAs
NZH A% B 30 200 652 1 B 1 R (191 H AT 2 8 B M CMB AP 3[R 58748 5 3 e o A Bt e 2% A Bk L2
GRFEARDR, BRIV IR v 18 AT M B4 1 SR A, FEEANER 1 R B =4, AT BRI
BRI, e S KBRS, TUEF. SMEIESCE MM 55, o, £ M CM3AP JEHRAR
BH PSR S RN B R IR S L SR A [20], Al 1 LA IR, BREAHE N4 X e
oAk 58 A2 B I — 4% X Yetifh M CM3AP LRI S LR T ek, BRSS9

T TS BME/NEIL, 4~6 F RIRT IR AKBERIRTT, MBI S m . AR g K- H
#i[14], EAHHIEILKBLEH GG AR KEERATT, B2 MEBE BT . ARSI
YERFSE MHAERE, SGERRAU, R E RS, AR 11~12 S RTFEMERERIRIT 1], BRI
B LMER K AHT R, LH M FSH B R IEH K, FERIPEKE. #l2 B)LA TS #e8, 54
1 AR TS B UL EIRETE D, ST MESERRTT B RUK, EMEBERGTT 5 HJE &K,

4. &g

B2, TS [AE & GHD B0, ] 1 8 LA EBEARSE 57 RH K ILE) M CM3AP BERRAE, XL
) I T SRS MIEAN . TS MENLE, N SR N N - A - SR A GH-IGF-1 #, 5¢
A KU IR S & FE 1R MR, 25 B2 5635 e i R i 20 KRR A0 M HE R A M [21] [22] [23] B
FRHIIGE, TS AIFERARIG S, FEZERSE RA GV DIASE B E TG KA.
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