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Report of 3 cases of 47, XXX syndrome with growth retardation

YANG-Li, FENG Ya-qin, YANG Yu, XIE Li-ling, WANG Di-lan, HUANG Hui
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[Abstract] To analyze the clinical data of 3 children with growth retardation, including height, chromosome karyotype, and the levels of growth
hormone, insulin-like growth factor-1 and gonadal development. All the 3 cases of children were found to be slow in growth rate, no special face, and
normal level of insulin-like growth factor-1; the 3 cases all underwent growth hormone provocation test, of which 1 case was partial growth hormone
deficiency and 2 cases were idiopathic short; 3 cases of chromosomal karyotypes were 47, XXX, in line with the diagnosis of super-female syndrome.
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47, XXX ZRAAE X FR A EMELR B AR, i T 1959 4F Hy
Jacobs % M fiE, JE—Fh Y IR AT AR . 5IEE
LR 46, XX HALL, 47 XXX ZEEMERHE L T 145 XYL
tafd, PHEMEBABIC LSRR P SR, R A
A SRR LB A LR 29 11/10 000, HA 23T 13% Y s
PHRIL . 4T, XXX ERBTERIGRFFIE AL, 5 DL
TEALFE A . BT 45As . ARARFEANAHE o W & A
BRI PR A S R G S8 4, BRSR Rt n] B R AH C 3R
. HET, CHRERY A7, XXX LA 2 LB N S48
K, BN BT LOMGE ', FLE S MS Il &
20 A A= K ¥ % (recombinant human growth hormone,
rthGH) JAYTRYIRIE . ASSCIRIBE AT T 3 BilfEA A K AR %
FINAY 47, XXX ZEAAE LRI IRERAE , DA A 200 il
RiZWiR S %
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1.1 wpil1
BL, &, 108440 H, HEIAE K E S BAEE

FLOHIK 34 H T 2016475 1 29 Higkis . LA Kd S
MBHAE, AR R HUR<A om/AE ;. ABERT 3 A IEL 1
K, Jofbdi; @M. L. XKk, TR, o
WL s M I RKE W RIEE. 8ILK G2P2
(5520k, 27, BRARE, Jor-ataia s gk,
AR 2 800 g A2 Bt 5 169 om, B2k B 159 cm,
ACRERIRAE . ABEAT AR B 1285 cm [ <-2 bR
(standard deviation, SD) ], fAi#E 30 kg (P~Py), 14
% B 45 %0 (body mass index, BMI) 18.17 kg/m?
(Poy~Pgs) s BEMIE/IN, IRTUSIRR, TCARIRIEZ ; O ME .
Jili . BE R A A O RR s Tanner 23399 0 XU L 5 B2 . BH
EPHLE . WEALW . BB A& . SR MR
LH) 156 U/L; B9 i 41 3 =
(follicle stimulating hormone, FSH) 256 U/L; M#ff — B
(estradiol, E,) 39 pg/mL; 1% ¥ IF % £ B i £
(gonadotrophin releasing hormone, GnRH) ¥ &% (X
AREGAR) 7% LHIK(E 14.65 U/L, FSHIE(E 15.41 U/L, LH/
FSHLL{E M 0.95, $27nPEMREhC i gh; A KEEHU
(KB&EmR . ") ~ERKEZE (growth hormone, GH)

(luteinizing hormone,
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W fH 8.94 pg/L, MR A4 K -1 (insulin-like
growth factor-1, IGF-1) /KFIE#H , HAR® R, F
EONE B O R/NEIEREIEE N A DN RN
2524 26 mmx15 mmx12 mm (KR4 IR BT E AR
Z A BR BE 25 AR 2,040 mL) , oA UL B g R Y B I A
A5 ON BB OR AN . AT XLKIEN A iFAG B it 8 %
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Fig 1 Chromosomal karyotypes of 3 children
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BIL, &, THTANH, HEIAKHEEZEIFE,
F 201648 H 24 Higki2 . BILT 34F & ML Kok i 52
1, FAERKERARTE; TR, L. Kk, oM
PIRH, TP s B s AR ) R B RN LICH
#Ii. BILRG2P2, RHAHIE ™, Lr-mrsta =gk,
AR 3050 g AC5E B i 155 cm, BE5E B 150 cm,
AU RGE . ABEAEfR: BE 1185 cm (<-2SD), Kk
#30.5kg (P,~P,.), BMI 18.52 kg/m? (P,~P,); H#t4%
AN, RBUSIRR, TCRRERIEIAS s GONE. L MR IR TCRY
Wk Tanner 7331 WL 55 B1] . BAEPHLIY . T AL
Wi, HiBhK A . LH 156 U/L; FSH 0.82 U/L; E,<11.80
pg/mL; AR R i A iR 8 GHIE{E 14 wg/L, 1GF-1/K
IR, HRBY AT, FEMIEBRE . 5 K/NE
IEH BB Y 220 BR HL /N0 15 mmx14 mmx13 mm
(1429 mL) ; A5 M BP & K /N2yl 16 mmx15 mmx
12 mm (1507 mL); XU BF 5 a) UL 2 4 42 >4 mm
SO UACIDZER o< s S I I G = N = g o3 =1
DA TR IR G R I Se .  AR A  S BT
47, XXX (E1), KT THAayT. £JL11% 30 H i
WAL (M, sEd, TRa). B2y
7H, 3156 cm (P,~P,.).
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(Greulich-Pyle B35k ) o FF. M. B, WH . B LIEB
i QUL TR S g (3 N9 A U SN KT R v S il
I 7Pk C 240 A G db s 1 e B AR A% L 43 BT s 47, XXX (1),
WK JE 56 H B ILPEIR AL 42 28 H AR (fluorescence in
situ hybridization, FISH) W, KE#i4, HZ )5
Ki o

KR <4 em/AE; EESE . B0 Rk, TR
B, MLk s, JolT )RR S A By & T
RIFE N 171, SSIATESEIE R 2440 H 5 i 5 RikGE
JITE2E, PMRAETI RAE R, BEOEE, KU/MED
o I G2P2, AT, JoR A SR, A
KT E 2 900 g; B AV I K BRI LR TG . SRS
168 cm, REFEE @152 cm, ACRE. GHAHIIARGE:, £E0E .
IR AR AT IE R . ARk £ 113.3cm (<-2SD),
KFi 18 kg (Py,~P,), BMI 14.1 kg/m* (P, ~P.); H#t
BN, RBUSIFR, A JCHRRE; OME. . BEE A AT
FEOE; JCE AR, XU BAAXSFR, AR, BUR AL
JoSRH, Joil BTE ;s Tanner 3 WAL B BLIH . BHE
PHLH . W& ALY, WBIKEA . LH0.23 U/L; FSH 0.96
U/L; E,«<11.80 pg/mL; #i >k #) 45 #% & (anti-Mllerian
hormone, AMH) 2.3 ng/mL; A= K% i k156 GH ik
{H10.7 wo/L, IGF-1/KF-IEH, HARK M. 1 ey
BB : 7ER/NMMEIEWE N M0 HE KN H
12 mmx9 mmx12 mm (£FR0.678 mL); A5 {5l 5 K/ 24
12 mmx11 mmx11 mm (£5F11.452 mL) ; B B 55k
WEAR>A mm I s, L . B XUE . H LB
AL S0, 562 61 H o mMREEILIR %A W
Wi S e R AL S B s 47, XXX (1), FISH k&
M7 XXX YA Ho i) oA 91%, XXXX Y @A Lo 451k 1%,
XX YL AR H )R 8% . F rhGHIAYT , WIHAIA YT IR E] & 8
L1 H, B PRI 0.150~0.165 (IU-kg*-d™), 4R
Jr8 A4, HEMLTERIT . BILE &SI 57 em, 4
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Note: The height curve chart is based on the 2005 survey data of children's
physical development in nine provinces and cities™.
B2 w613 EBILIATHIE SR %k

Fig 2 Height curve of case 3 during treatment
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FRMELE A Lo P e DL AR e o A R R A
TR BAERE, Bz B A ETE | O FR R
47 XXX ZREEBAR A B R R, (AFiSHR 1 13% 4
11, Wi REAERE N 182 % ) FERTFAERYBE, M
SAMEMIGIRR 2R HEUN (12287 W%
I RZBA A MR . R, IREEEHS) . (BMI,
MRRTT . NIRRT R (12~16
%) MEENE (16201 BEZRABMHRET AR
FRFIEVEIRAE (A 2 Z5RLBERRRRG ) . ML A AT I
R EARR A A 47 XXX {H10% BRI 51 ] DL A A%
TGP, 1046, XXIAT XXX % AFsE 7 R, Jetafk
BRI & X YR B2, R R 7 IR0 . 5 13240
A G AR . BOE G R I W R LR SR
G I HAbG, ALFRIN . BRI R AT R G E
e R . /MKE T A KB . R LB
. THLEAE . JREEATS B,

FEIRLEY 46 XX LR E T, B R — 4
XY R SE G TR BRI, o5 — Ak g (0 14 2 38 i DNA H 3t
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AN Y A 2 8 1 AR R R BL R I R TG Y o AT 1
S B X Y o (A R T R AR R R R O A SR
47 XXX B 3R X e afhrh, A 2 580 i Be IR R
YefafRIX 3 (PARLFIPAR2), HATY QetafkmiFEY), A
SR, IR IEE, H 5%~10% 1 X Y ik -
PAR X3 LAAME A SE I I T X 206 o 47, XXX &L
BT R RURE pf e AR R R R R S X e o fRad 2 6
Nielsen 25 ' BFSE & L, 47, XXX ZEAE 55 1 X e (a4
FRE LR LS E® LM, M4 7 L HTR2C,
ZNF673 253 H 1 F HeAk)di/b . HTR2C 7 X BRFAIR & 17T 0
P R R, FTRES 47, XXX ZEA1E 4 BMIIK
A K ZINFET3TEMZE NI RGN & T Mo e 3%
YER, PIRE SRR . IAHIRERR A K

ARFFFT T T 3BIEEA AR LR 47 XXX L H# IR
Mo BB ILHREIAKIRER LS, LU BAFREZ,
LSS F-2 SD LT, AR S KR IE# L
EIET BONAER S &% 0 a W A 54 B BT [ JA ER IS €91 i
ZAE, 2. W1 3EWON R RN, BT, A G
ZEOAE LA BRI NRILIAUL LBIHRGE ' 47 XXX
HR 1) L A e ) g R 5 A [ i e A Lo
SRR, BT EEY, REH4T XXXt S mik s
s IR FAEI 2 S P, RS & TR ARt
(-1 SD~3 SD., ZEH A BASCICHR, 40T T MEL: A 1E R
JUHBAE R R FIRE MR REIRE . il 18 LE R IER ML
IR AE KM ER B, IGF-1K IR, T8 K
R IREATAEBBATERTRE, FFAREM . {H Aksglaede %5
WFFE R I AT XXX LA AR LI IGF-1 K- A BE R AR K
T 2. Wl 3 LA KR R g0 7 A K 3 0
{E>10 po/L, BJLHIER L FIRZ R R A HE 5 SHOX K
IR AR . B . B0 IR S R AR
A PRI R B X AR X AR R A A A ALY
FENZEAAF (Turnet syndrome, TS) 436, SHOX EERN; T
Py AR B R Y PRI I L AYImss, B & B A K i
HE B KRR SHOX JER MG IhREAR 2 . 5=
AT RE SR/ . B MR A B R
EH B LGRS LA G BB, WA KA X
WVER, ik BB B A, IR RIB AR . AR
T 3B L E, K PRITEIE RN, A R A
KEHIRGEMEMFK TS H 8. Stagi 45 " AFFE R,
2R 5 IR R AR AT B AR AE B 0 1 R S R AR A2
Frederiksen 25 ' [R]4F % L SHOX Al f14 58 745 A R X B B4 1ok
Sk, R, JFASREHERR BRI R 2 3R LA
KA EBZERNER ., Butnariu 2 " %} 36 fil#MELE AL

LU ), 2021, 41(1) (@)

http://www.cnki.net



1428 | rmmEAEEE (FE2)

BORMHEAT M BLPERFSE , A0 bk L A0 G s ik g ek
FEIUOIHTEE TN 4T XXX I EL, SE3H R i X e
@i (Barr/IMA) 48T, KB 55.55% 19 LA B X ik
X AR A AT TS, 4145, X147 XXX 455 If H &
PUAL 5 TS 4 2 (k& R R A S A R A OG, &
MEZLITSIAE R, BV ISR/ . PRI A S, K
MRS . B R TR WL, S TS RAE 56,
WL S BERE  ERETE (<5%) DICE#R 5
H(<4%) BRLERMIE. Wallerstein 25 ™7 it B A4 18/ NFI
TS R LA TR RGN, [RJRE & TR 47 , XXX 41 277
TET 5%~15% M TS /g . I, AR BLEAT 47, XXX If
P TS KA, N e AL . DR A
XYLt (Barr/IMA) Kl sl FISHASIN . A®FFEr, Jifil 3
FL5EE FISH RS T575 182k 47 XXX ZRA 1T (E 61
Wit 2 LA SEE FISHAG, HORBEHERR AR K & B IR
JE IR g e o A% TR 40 5 TS 41 R 7R N B A 1A

W1 3F hGHIAIT G, 4FA4E K Rk 8.55 cm/4F, 4=
K BERHHEIN>3 em/4F; SRR Bz 5 B L rhGH
JEFA KSR (10~12 cm) ML, JATFRCREF. BT,
AT TC R MEZE S NE ] hGH AR DCHRE . it 3
BRI, BE Sk Eg B LIRS oL, Wil 3 &
JLAMH (B A% . Davis %5 ™ i 15 i3 % & 7B Ml 25 4 fiF
HULPE T AMH 20T, % 31 2/3 (L A A L 3 AMH 7K
T IEH{E. AMH ] B Bp 652 DIRE, 47 XXX Z# M
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