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(1) Phenotypic characteristics of patients with an interstital 16p13,3 duplication.

DEmeer(2012) Thienpont ( 2009) Present case

Gender TM/5F F
TUGR 2/8 1/11 +
Normal growth 8/9 11/12 -
Intelectual disability 717 9/11

Mild 2/7 3/11

Mild-moderate 1/7 1/11

Moderate 4/7 5/11
Marked speech delay 5/7 6/12 +
Behaviour problem 6/7 3/1
Facial features
Blepharophimosis 7/9 5/12 +
Upslanting palpebral fissures 8/9 6/12 +
Ptosis 5/9 3/12 +
Small nares 6/9 6/8 +
High forehead 5/9 4/8 +
Micrognathia 5/9 2/12 +
Extremities
Arthrogryposis-like features 4/7 8/12 +
Proximally implanted thumbs 717 5/12 +
Nail involvement 6/8 2/12 +
Other
Cleft palate/bifid uvula 5/9 2/12 +
Inguinal hernia 4/9 2/12 -
Retinal hypopigmentation 2/5 ND ND
Heart defect 1/5 dextrocardia ASD 3/10, ToF +TOF
Structural brain defect 1/5 3/ -
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