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Report of 3 cases of 47, XXX syndrome with growth retardation
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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 EEEAE AR BMELR G AE, 5T 1959 4F 1
Jacobs 55 ' i, JE—FpE Y AR AR . HIER
LRI A6 XX ML, 47 XXXELEAMEREZ T 14 XM
k. PR IChOETT R EdE P R, Rk
A AR L 29 11/10 000, AT HEIE 13% 184
Y2, 47 XXXERGMEMIMRFFEZ A, e ULAR:
TERLAE B R R . BT a3 L AIRHR AR |« 0 A A
B AU PR AL R G 5 i 5, O S R i T RR R AR G I 3R
M. HAT, TR 47, XXX ZEAER B2 RPN S5
K, BRI LOIREE ™, FLE PSS &
H N4 K # % (recombinant human growth hormone,
thGH) JAY7RIE o A SCIRIEUE 7387 1 3 PR A AR IR G2
R 47, XXX AR LAYIGIRRHAE , DU 200 i
RiZWie 2%

1 ISHK&E#H

1.1 w1
BIL, 2o, 108407, R 2218 BAr 1

FLBER I T20164E5 H 29 Hihi2 . BILAERKHEES
PEUE, FAERKER<4 cm/AF; ABEHT3 A H HBLELE
K, Tofibdi; TBYESIR . . Wik, T,
WL s s A M IR B RS . BILR G2P2
(5520, %277), RARE, BrmshEERg, W
HEAA TR 2 800 go SCPEBH R 169 em, BEZE E i 159 em,
SCH I IRAE . ABE iR B 1285 em [<-2 4R
(standard deviation, SD) ], {Afi#® 30 kg (P,~P,), &
Ji i f8 B0 (body mass index, BMI) 18.17 kg/m’
(Py~Py) s BMER/N, (RBISIFR, TCRRIRIEZ ; O,
Jiti . BE AR TCAERE ;. Tanner 2339 4 UL 55 B2 3 . B
T PHL W . BB AL . W BDAG A . B0 A R
1.56 U/L; 5P I 1 ¥ &R
(follicle stimulating hormone, FSH) 2.56 U/L; M — %
(estradiol, E,) 39 pg/mL; f& 1 I ¥ & B i M &R
(gonadotrophin releasing hormone, GnRH) #{ %% (X
TREGAR) 7% LHIE(E 14.65 U/L, FSHUEH 1541 U/L, LH/
FSH HE R 0.95, #RMERRBIT G 3 ARKMERAKR
(KR . nlRa) mAKIME (growth hormone, GH)

(luteinizing hormone, LH)
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W {H 8.94 ng/L, JE & F A A K H -1 (insulin-like
growth factor-1, IGF-1) ACFIEHR, HAYIHHAE. F
ERBRE B R KUNEEFEJEE P A0 50 5L
25426 mmx15 mmx12 mm (A4 B0 HE 2 BT A0
ZE AT B S 25 £ 2.040 mL) , o UL B S B4 R 4 BRI [l 7S
A EoR AR, £TF XL R IR B 8 %
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(Greulich-Pyle B35 ) . AF. WL JBE. XU . B LIRB
Gl QUL T EC S g N S R E o NV R o g N
MK 2R G A A e AR AT 7R 47, XXX (I8 1)
WK E 5T B ILIW IR AL 24 2 H AR (fluorescence in
situ hybridization, FISH) Kl , KJEi4, HZ G
Kilio

Case 1

1 36IBILEEERZE
Fig1 Chromosomal karyotypes of 3 children

1.2 #fi2

BIL, &, 72T H, WEIAKHEEZE 34,
F20164F8 J 24 Hikie . BILT 34F01 & A K8 22
18, AFAEREREANTE; TR, O, ek, T
PIRH, ORGSO s B SR T R B RN LICHA
#Ja . BILRG2P2, JEHEIE S, Jort e A s Bl
HAE KRBT 3 050 go AR B R 155 cm, REEE 5 150 cm,
ARG, ABEArfR: B 118.5 ecm (<=2 SD), K&
#30.5kg (Py~P,), BMI18.52 kg/m® (P ~P,); HHi&
AN, IRBISIRR, ToRRERTIAS ;s O L AR AT Ry
%k; Tanner /3 RUNFL 5 B1 W], FAEPHI M . T AL
Wi, HiBhAR A . LH 1.56 U/L; FSH 0.82 U/L; E,<11.80
pg/mL; AR E RIS N GHIE(H 14 pg/L, IGF-17K
SFIEF, HR¥AME., FERMIBEBME.: F5K/IMME
EFE A B0 8RN R 15 mmx14 mmx13 mm
(Z5F11.429 mL) ; A5 BP &5 K /N2 16 mmx15 mmx
12mm (%F11.507 mL); BB AT U 2 A0 B A2 >4 mm
MIBRIE IR sS4 L ML . XUE . LRB#E
VA Ko T AR He A UAGOR W J e o e AR B A3 BT
47,XXX (K1), RPTHlaaI7. BIL11LS3AHEh
WA (e, siEd, TRE). BIL12Y
TN, B8 156 cm (P~P.).

1.3 %ipil3
BIL, &, 8%, WAMAKEESEE24FE, T 2020
FoOH AL, BILT2AEMAMAKHELZS, F4
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Case 3

K <4 cm/4F; TCEMERAE . o, ek, JoH s
W, TCME R, T DS SR A R 1 K FLE
GREHE G 17, BSTATE AR R 244 1 1B E RikTE
IR, BRREI AR KR, BRORAE, R/MEm
W BILNG2P2, RAM™, JorabEEE R, A
TR 2 900 g; iEsh I ) kK BRI LG - SRS
168 cm, FF3EE R 152 cm, CRE, GHAHMMARME, F25. W1
IR AR A . ARG R B 1133 em (<-2SD),
KTt 18 kg (P~P,), BMI 14.1 kg/m* (P, ~P,); Bt
BN, RRISIRR, WA TCRRRE; GONE. . AR
FRgk s OB, XU AR FR, A AME, BT
JoSR, JCM B, Tanner 53 WA SUMFL 5 B1# . B1E
PHI #. MCEALW. HiBhki#A: LH0.23 U/L; FSH0.96
U/L; E,<11.80 pg/mL; i K &% # % (anti-Miillerian
hormone, AMH) 2.3 ng/mL; 4 KM E K &A% GH &
fH10.7 pg/L, IGF-17KFIEH , HARE M., F & e
HBM: FTER/MEEFLEN; ZMo0E KN R
12 mmx9 mmx12 mm (Z5810.678 mL); A5l B} & K /N2y
12 mmx11 mmx11 mm (%51 1.452 mL) 5 XU B 2ok
WFAR>4 mm IR S JHFL R B UL B EEB
AR WL S8 . iR 6% 6 H o TEARREILIR LIS AR L
B S8, Qe R AL TR 47, XXX (B 1), FISHA:
M7R XXX e AR HL iR 91%, XXXX e oA He ) 1%,
XX Y AR L) K 8%, T thGHIAYY , #IIRIAYTF I a2 8
B, BIFRIE0.150~0.165 (IU-kg'-d™"), $#4Lib
Y8 H 4, BRIITERIT . BILF &K ST om, 4F
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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'”’.

2 &3 BILATHESEHE

Fig 2 Height curve of case 3 during treatment

2 itie

FEMELE A S Ao PP i LA P Y e A A A
RMZH HAEREs, s R AR, OIS EREA
47 XXX LR IERARA B AR, (AR A 13% 42
F, EWIREEER 1828 1 TEARRIAEIYE:, M
A EMIGIR RIS . TR (12901 M35
I PRI AT (. AREERTS) . {IRBMI.
MRBRT . IAHIBERS SRR ALY, HHEY (12~16
%) frEENE (162 LL) BHEZRATEREEAR
AREAEMEIRAE (A Z3KAL BB RAS ) . LR AR R I
AR AR A 1A 47 XXX 5 {H 10% A3 5 -] ULt & 1A%
R, W46, XX/47 XXX %, AR5 7 KB, Yk
PRI X YRR L, Rk &R . 132
AL GV ACRERG . WP SRR . LSRR
AIA I HAGG , FR . PRI R A T R G
FERMEODNERT . /N R BAS RFRLGIZ T . RAETELIBER
. TRRLGEANE ., RETERES ™,

fEMRL) 46 XX PR HE T, M B —5%
X YRS AL TR IR A, 55— 4R YL (/A 38 7 DNA 3%
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AR L A Y o (A b 21 2 AR AR B BRI G TR A . R
BRI X Y A a1 5 T A R SR R A G Y S
47 XXX B 3R X afhrh, 2 F0FE i B B
Yefo (R IX 3L (PAR1FIPAR2), HA Y JkFEEY, K
SPKTE, IR FRR AT, H 5%~10% B X Y ik |-
PAR X IR DA AR ALt b i T X 676 . 47, XXX &L
BT HARRORS pf g R RN g S X e ikt 2 06
Nielsen 25 "V S8 & BE, 47, XXX 254 1iF 535 1 X YL 4 14
TR SR E 5 IEE AL, HANE 7 E HTR2C,
ZNF673 %53 R B bk /b . HTR2C#E B RAVIK 1T R
(T R AEME T, TTRES 47, XXX ZE A 1iF 3% BMIK
HK; ZNF673TEMZ NI RGN K& H Aok o 32 22
YER, IR SRR . NIRRT A G

ABFFEAINT T 3 BIEEA IR R 47, XXX L #ilfi R
o 3BERILHHEIA KRR, T RARRZ, &t
BB EENT-2 SDRIF, AT & G KTEIEH L
[l B AR, Wl 1S AR A B
ZHE, B2, B3 SEON R RN BT, A
LERTER LA SR/ NEILRAU 1 BlaE . 47, XXX
IR (18 LV A s ) B g R 5 s AR [ i A L
RIEEM . B THEEY, K247 XXX Wt mik s
ol IE W AR BRI P, HRA SN TIEH AR
1J-1 SD~3 SD. 2EH A& FIAHCSCHR, 4T T HMELE SRR
JURBE R R FIRE M TTREIR . il 1 )L KRN A
IR R A KR E ML=, IGF-1 K FIES , TR Kk
RS AFEB PEPERTRE, HRE M, {2 Aksglaede 25
WFFE & 47 XXX ZEAAE LI IGF-1 KPR RE S AR K
THOL. T2, 3 LA KR RS R AR K R
fH>10 pg/L, BILHIARK LT IREWFE ] §ES SHOX
AL . MEER KT & . B P BRI A
ZAR . YR R A XA X SRR A R ALY
FREEAAE (Turnet syndrome, TS) A%, SHOXFHEFHE LT
PEYL AR R Yo R XK 1 AYia, 7E B & B A K i
R EEAEH . KEMFIT R SHOX S AAEIIREA L .
WAL RE SRR/ [ B, R BRI LM B
IEH B LR B R & AR, R A X
LY A =273 N AE  &| wE=y| 22  S N
Ty 3B JLE AP TEIE RN, A IR ILR A
KEFIRGEMMF AT # 8 Stagi 5 " A5 LI,
L E 25 A AF SR R REAETE B0 1) IR S R AR 22 4
Frederiksen 45 "5 [f] R & B SHOX HE K #4578 A RE X 8% 1
SER AR, PG, AR REHERR A S R 3 Bl LA
KREBRENFP . ButnariuZf "' XJ 36 il MLE A1 L
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GORMIEAT I BUEDFSE, X AN Ik EL AR G A ik e ik
I HTEE AN 47 XXX AL, S DRI A X Y
it (Barr/IMA) 43Hr, K BHL55.55% Mg LA & X Bk
X ZARA I SR TS, 1n45,X/47 XXX 55 I HE
PAL TS 41 R i & R R A S A R ARG, &
BMZ LTS WAE R, BB MR/ . RPIR T A5, 4G
MRS . BT AR, RS TS IREFE,
WL AR . EIERE  SEREE (<5%) DICEHHERS
w(<4%) B R AR AWK . Wallerstein 25 170 Xt By A48 /INFIN
TS R LM TAZ TR, [RIRE 2 30 47 , XXX 41 3= A7
T 5%~15% W TS . Bk, MRBEA 47 XXX
PR TS R, N o8 ML 24 . DR A
XYt (Barr/IMA) sk FISHAGIN . ASBFsE, w63
B JL5EE FISH A 541575 180 47 XXX G E; EA111
i 2 B LA TE G FISHASIN , WORREHERR HAE K E HiR%E
JE DR Ay e o 1A A R0 40 25 TS 41 2R 78 N B A 1A

Wil 3 7 rhGHIAIT IS, AFAE K HIA 8.55 em/AF, E
KA ERFHNS3 en/4F; SRR IE S L] hGH
JEAFAERK A (10~12 cm) AFAIEL, JRIPRCRE . HAT,
[l A0 R 23 5 AE R85 (6 1 chGH B AHDCHRGE . 9] 3
BIUEIRIT T, EH SRS LRSI, W13 H
JLAMH fEAR K. Davis %5 "™ %t 15 @l & VR #ELE A 1E
LT AMH ST, &30 2/3 AFEMESE A AF 4 3 AMH K P
R IEH{E. AMH A] e Mbp Si6E45ThRE, 47, XXX Z# A
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AR HAE IR/, T B Ik S fE A e R A I LR
% (premature ovarian insufficiency, POI) FJRXUS:HENIN, POI
PTG, A4E BN AT 7 SR RV A 5
PER S RMERTE, X Yetafh [ POLERILN (POFIB. STS.
XNPEP2, FMR-1, USP9X) (W hWroge s | &4 ok
&K, XY LARPHT LN (AIFMI) R R sl T
SER (BCORLI) AR 5.

ERT, XML SR8 TRRGRIT ik, B 28
AE. LR, DRGSR FE . X LR PR 1) FL
Witk , RURBETRTR R E I, GRS BafA-
FACRE I I . YR P BUIR T S HEN, NE RS E
CRAL T, BT, e LEOMER . L.
TTREN W WEL. ManFBHRETT, #17E R TG,
I TAHRIAYT o XA, I 5 A W JIER 5 7
OB . RS, AR A SEEiR . H
SARPB AT RN, N SEtE R B KPR A, JEET
IE R, BFSE 0 R ISR A E A TS B TR
F 7 AR A SRS R AN AL 5 A R 2 i 2otk
BULMILL, PRRTIZ W otk O URS # AT & A R A1

gk, X TAMEAR R AN AEREERG L
B, FESE AR KA DA A (1 R, N 5E 36 e £ (A A% A
G3BT RAGI , HEBR G CREE , Z5 I TS (1 [ i B HEBR A
LR EAERTRE, #uiRie 5iRE, Nit—EiRyT
S ESN
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