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CLINICAL CASE

| NTRODUCT'ON Picture 1. The patient at the age of 4 years

Picture 3. Growth data
- Table 1. Hormonal assessment

Floating-Harbor syndrome is a rare A girl to consanguineous healthy v 3 ,
autosomal dominant genetic disorder parents was born at 37 gestation et £ i PATIENT'S
caused by mutations in SRCAP gene. weeks with height 47 cm (SDS=- F & U | py " VALUE
This condition is characterized by 0,46) and weight 2240 g (SDS=- *f;;j: * | VLS

dysmorphic facial features, short 1,6). Poor growth has been noticed - TSH (ulu/ml) 3.7 0.64-5.76
stature and expressive language since birth.
delay. Here we present a clinical case The girl has distinctive dysmorphic
of a child with Floating-Harbor features such as: bluish sclera, low
syndrome. nasal bridge, frontal bossing, long
eyeIaShES, W|de COIUme”a, ShOrt / \ t | ] A A A
filter and broad mouth with thin by : 1777 Cortisol (nmol/I) 579.1
upper lip, teeth hypoplasia (Pic.1) = T e oS | N/
GENETIS ANALYSIS and brachydactyl (Pic.2) W/ GF-1(ng/ml)  108.7

Presented at:

fT4 (pmol/I) 14.69 11.5-20.4

PRL (mlU/I) 108.7

The examination at 3,5 years:

height SDS =-3,6, bone age (15
A known denovo heterozygous months), normal IGF- 1, normal
€.7330C>T:p.R2444X mutation in pituitary hormones and a peak
SRCAP gene was identified using growth hormone response of 18,7

whole exome sequencing ng/ml on standard glucagon
stimulation test (Tab.1).

Follow up examination at the age of

TREATMENT 4 years: height SDS = -4,11 (Pic.3).

GH peak (ng/ml) 18.7

The girl was started on recombinant
growth hormone (rGH) therapy with a
dose of 0.033 mg/kg/day.
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