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Incidence of clinical features typical for deletion 229q11.2 syndrome in 41 patients enrolled in the study.

Supplementary Data 1.

F — Female




nd
nd

nd

nd
nd




Supplementary Data 2.
Co-segregation of the unique 0.65Mb deletion at chromosome 326 in Family #41.

A. Family pedigree.
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B. Clinical data.

Affected family members:

Older sister (aged 17) — IUGR, bilateral cleft lip and cleft palate, short stature,
congenital hypothyroidism, strabismus (exotropia), normal motor and psychosocial
development, recurrent infections; dysmorphic features: long face, deep-set eyes, long
nose with broad bridge, short philtrum, full triangle-shaped lips, long slender fingers of

hands and feet.

Older brother (aged 16) — IUGR, hemodynamically significant congenital heart defect
(VSD+PDA,; surgical correction in infancy); normal motor and psychosocial
development, dysmorphic features: long face, hypotelorism, long nose with broad

bridge, short philtrum, small lips, long slender fingers of hands and feet.

Patient #41 (aged 8) — IUGR, no congenital defects, normal motor development, severe
intellectual disability, autism spectrum disorder, dysmorphic features: long face, short
palpebral fissures, long nose with broad bridge, short philtrum, micrognathia, long

slender fingers of hands and feet.

Mother (aged 39) — no perinatal data, no congenital defects, normal motor and
psychosocial development, dysmorphic features: long face, hypotelorism, long nose

with broad bridge, short philtrum.

Ethnic background: The family is Kashubian, i.e. comes from a small inbred population of
Pomerania region of Poland. Even though the parents negate being related, knowledge

of the history of the region suggest relatively high possibility of consanguinity.



