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Snijders Blok-Campeau syndrome is characterized by intellectual disability, speech problems, and distinctive facial
features.
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| 1. Introduction

Intellectual disability in individuals with Snijders Blok-Campeau syndrome ranges from mild to severe. Some people with
this condition also have low muscle tone (hypotonia), seizures, or autistic behaviors that affect communication and social
interaction.

While some people with Snijders Blok-Campeau syndrome develop limited language, others acquire only a few words or
never speak. If speech occurs, it usually develops after age 2. Affected individuals can experience stuttering, problems
coordinating movements of the mouth and tongue (oromotor dysfunction), or difficulty producing the sequences of sounds
and syllables needed to form words (apraxia). In general, people with this condition have a very social personality.

Individuals with Snijders Blok-Campeau syndrome have distinctive facial features. The eyes are frequently affected, and
features often include widely spaced eyes (ocular hypertelorism), deep-set eyes, narrowed openings of the eyes
(narrowed palpebral fissures), an increased distance between the inner corners of the eyes (telecanthus), and sparse
eyebrows. Additional facial features can include full cheeks, a pointed chin, a prominent forehead (frontal bossing), a
sunken appearance of the middle of the face (midface hypoplasia), a broad nasal bridge, low-set ears that may be rotated
backward, and a thin upper lip. Affected individuals often have an abnormally sized head; most have an unusually large
head (macrocephaly), though some have an unusually small head (microcephaly). Some people with Snijders Blok-
Campeau syndrome have premature closure of certain bones of the skull (craniosynostosis), which can contribute to an
abnormal head shape.

Most individuals with Snijders Blok-Campeau syndrome have vision problems, including farsightedness (hyperopia) or
eyes that do not look in the same direction (strabismus).

About half of people with Snijders Blok-Campeau syndrome have brain abnormalities, such as enlarged spaces in the
brain where cerebrospinal fluid (CSF) accumulates. Less commonly, affected individuals are born with a hole between the
two upper chambers of the heart (atrial septal defect) or another problem with the heart's structure or function (congenital
heart disease).

| 2. Frequency

The prevalence of Snijders Blok-Campeau syndrome is unknown. It is thought to be a rare condition. Approximately 60
cases have been described in the scientific literature.

| 3. Causes

Snijders Blok-Campeau syndrome is caused by mutations in the CHD3 gene. This gene provides instructions for making a
protein that regulates gene activity (expression) by a process known as chromatin remodeling. Chromatin is the network
of DNA and proteins that packages DNA into chromosomes. The structure of chromatin can be changed (remodeled) to
alter how tightly DNA is packaged. Chromatin remodeling is one way gene expression is regulated during development;
when DNA is tightly packed, gene expression is lower than when DNA is loosely packed. Through its ability to regulate



gene activity, the CHD3 protein is involved in many processes during development, including maintenance of the structure
and integrity of DNA, cell growth and division (proliferation), and the maturation (differentiation) of cells such as nerve
cells (neurons).

Some CHD3 gene mutations increase the function of the protein, while most reduce the protein's activity. It is likely that
either an increase or a decrease in CHD3 protein activity alters chromatin remodeling, which disrupts normal gene
expression. Changes in CHD3 protein activity seem to affect the activity of genes that direct the development of many
different organs and tissues before birth. It is unclear how increased and decreased protein function both lead to the signs
and symptoms of Snijders Blok-Campeau syndrome.

3.1 The gene associated with Snijders Blok-Campeau syndrome

e CHD3

| 4. Inheritance

This condition is inherited in an autosomal dominant pattern, which means one copy of the altered gene in each cell is
sufficient to cause the disorder.

Most cases of this condition result from new (de novo) mutations in the gene that occur during the formation of
reproductive cells (eggs or sperm) in an affected individual’'s parent or in early embryonic development. These cases
occur in people with no history of the disorder in their family.

| 5. Other Names for This Condition

 IDDMSF
« intellectual developmental disorder with macrocephaly, speech delay, and dysmorphic facies
« SNIBCPS
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