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d_lserder Characterlzed by short stature, delayed bone age, mild to moderate mental retardation, retarded speech development and
tp1ca1 fac1a1 dysmorphlc features. The syndrome is caused by heterozygous mutations in exon 34 of the Snf2- related CREBBP

Method We report the case of 53- month-old boy with severe short stature (-3.5 SDS), associated with micropenis, speech delay,
| hearing impairment and dysmorphic features compatible with Floating Harbor E\;ndrome He was term born with normal BW
PR g) short BL (46 cm) and normal HC (36 cm). Famﬂ]y hlstorﬁ was remarkable with two elder sisters aged 17 and 15 years
L E G Ave Short stature (145 cm). Endocrine screening revealed pe GH:12.60 mUI/L; IGF-1:86 ng /mL; IGF-BP3:2640 ng/mL
nermal urea and electrolytes, normal thyroid and liver function tests, LH:0.3 UI/ L FSH:0.5 Ul /L; PRI 10 ng/mlL; Cortisol:298
ek fastmg blood sugar:4.47 mmol/L ; negative celiac screening, BA:3 years and normal head MRI.

:E:Results The SRCAP %‘ ne analysis by direct sequencing method was performed in all family members, but it revealed a
reglously described heterozygous c.7303C>T (p.arg2435 Izjnrm’ca’cloh in the SRCAP gene (De Nowvo) only this patient. SHOX gene

s unremarkable. The child has been started on G
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i ” Schematlc repsresentatmn of the SRCAP gene and position of of known mutations. Heterozygous ¢.7303C>T (p.Arg2435*) mutation in the SRCAP gene. =

Conclusion: Floating Harbor syndrome is rare, characteristic features are
particular and should lead to its diagnosis.

GH therapy has proved beneficial in treated patients, regular screening
for celiac disease is mandatory.
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