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the incidence of 47,XXX, which is the most com-
mon female chromosomal abnormality, occurs in 
approximately 1 in 1,000 female births.7 Clinical 
characteristics of 47,XXX girls include epicanthal 
folds, hypertelorism, upslanting palpebral fissures, 
clinodactyly, overlapping digits and pectus excavatum. 
The majority of cases are asymptomatic with normal 
pubertal onset and sexual development.8 

Although girls with 47,XXX karyotype have a 
dysregulated HPG axis, there is only one report in 
the literature of a girl bearing this karyotype and 
manifesting precocious puberty as early as at the age 
of 6.8 years.9 The case reported here describes a girl 
with 47,XXX karyotype who presented with preco-
cious puberty and menarche at a much earlier age.

CASE REPORT 

This female child presented with breast and pubic 
hair development with vaginal mucus discharge at the 
age of 14 months. She was a full term baby, delivered 
vaginally following an uneventful spontaneous preg-
nancy, with a birth weight of 3.086kg. No dysmorphic 

features were noted and developmental milestones 
were appropriate for age. Growth acceleration was 
observed based on her growth charts. Family his-
tory was otherwise unremarkable with no evidence 
of sexual precocity in either the parents or siblings. 

Initial investigation, as depicted in Table 1, was 
compatible with GnRH-dependent precocious puberty, 
as there was an exaggerated response of LH to the 
LHRH test. Thyroid function and adrenal androgens 
were within normal limits. Ultrasound (US) of the 
breasts and the adrenals exhibited no morphological 
changes but both uterus and ovaries were enlarged, 
as seen in Table 2. MRI of the pituitary hypothalamic 
area revealed no pathology except for the presence 
of a pituitary microadenoma. The request for chro-
mosomal analyses, which was based on the observed 
baseline increased levels of both FSH and LH (Table 
1), finally identified a 47,XXX karyotype.

During follow-up, the child initially demonstrated 
breast regression but subsequently showed rapid 
pubertal progression with obviously oestrogenized 
vagina and menstrual bleeding. Cytology of a vaginal 

Table 1. Serial hormonal investigation 
Age Way of  

measurement 
FSH (IU/L) LH (IU/L) Oestradiol 

(pg/ml)0 min 30 min 60 min 0 min 30 min 60 min
14 months LHRH test 2.06 16.55 16.52 0.81 84.74 55.91 40
20 months LHRH test 5.44 13.31 14.92 1.65 33.05 26.32 25
2 years Baseline 11.35 15.15 <5
2.2 years LHRH test 1.47 7.04 8.35 0.57 35.76 33.29 100.0

Treatment with GnRH analog 
3 years Baseline 1.46 1.23 <5

Table 2. Uterus, endometrium and right and left ovary measurements

Age Uterus (cm) Fundus to 
cervix ratio

Endometrial 
Thickness 

(mm)

Right ovary Left ovary
Dimensions 

(cm)
Volume 

(cm)
Dimensions 

(cm)
Volume 

(cm)
14 months 4.08×2.07×1.00 1.19/0.97 Not visible 1.57×0.78×1.17 0.750 1.48×0.99×1.18 0.900
20 months 3.70×2.00×1.40 1.7/1 3.00 0.800 0.800
2.2 years 4.40×2.60 2/1 6.50 1.50×0.85×1.30 0.850 1.45×1.55×1.50 1.750

Treatment with GnRH analog
3 years 3.60×1.00 1/1 0.80 1.35×0.40×1.00 0.265 1.00×0.60×0.90 0.275


