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Introduction Discussion

Case Presentation

22-month-old female presented with her mother to the

pediatric clinic only for decreased appetite secondary to

food-texture intolerance.

• However, patient’s history includes

• Wearing a Cranial Helmet for non-surgical correction

of plagiocephaly for 4 months

• Working with speech therapy but is only able to say 4

words upon presentation

• Physical therapy for the correction of her in-toeing.

• Growth chart reveals she is in the 95th percentile for

height.

• Further questioning revealed that the patient’s mother had

an abnormal prenatal screening, but did not follow up with

an amniocentesis

• Due to the “normal” birth, the patient’s mother did not

continue to pursue further testing.

• Because of global delay, the patient was referred to

neurology; a chromosomal micro-array was ordered and

was positive for 47, XXX.

• The patient will continued to be followed and has been

referred to genetics for further evaluation.

• Triple X, also known as 47, XXX (trisomy), is the most 

frequent extra-X chromosome abnormality in females.

• It affects 1/1000 live born females.

• Often born without any distinguishing physical features, 

only 10% of patients will receive a confirmed diagnosis in 

their lifetime (5).

• There is a huge disparity between the frequency and the 

rate of undiagnosed 47, XXX: 90% remain undiagnosed 

(5)

• Identifiable tendencies of 47, XXX neonates include 

decreased head circumference and low birth rate (1)

• By age 2, these patients often show taller stature and 

delay in speech, language and coordination (1)

• Identification is important due to the links of 47, XXX and 

behavioral/psychiatric implications and early intervention 

(4)

• Stable family support is shown to lead to better outcomes 

so physician counseling becomes a key tool (2,3)

Conclusions

• This case illustrates how vital it is obtain both a complete 

clinical and birth history especially when assessing a 

pediatric female patients with early developmental 

delays. 

• This will ensure timely interventions for language 

disorders, premature ovarian failure, as well as potential 

psychiatric risks which have been shown to affect these 

Triple X patients more than the general population.

Figure 1: Triple X Syndrome Karyotype (6)
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Figure 2: Age vs Height of patient 
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