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KEY POINTS

e Although most genetic studies focus primarily on obsessive-compulsive disorder (OCD) and
Tourette Syndrome (TS), twin and family studies support a significant genetic contribution to
OCD and also to related disorders (eg, Tourette syndrome), including chronic tic disorders,
trichotillomania, skin-picking disorder, body dysmorphic disorder, and hoarding disorder.

Recently, population-based studies and novel laboratory-based methods have confirmed
substantial heritability in OCD and TS.

e Genomewide association studies and candidate gene studies have provided information
on specific genes that may be involved in the pathobiology of OCD and related disorders,
and for some genes studies using model systems have supported a likely role in OCD.

e A substantial portion of the genetic contribution to OCD is still unknown.
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Abbreviations
BDD Body dysmorphic disorder
cl Confidence interval
CNVs Copy number variants
comT Catechol-O-methyltransferase
cT Chronic tic disorder
DD Developmental delay
GCTA Genome wide complex trait analysis
GWAS Genome wide association study
ID Intellectual disability
IOCDFGC International OCD Foundation Genetics Consortium
ocC Obsessive-compulsive
ocCD Obsessive-compulsive disorder
OCGAS OCD Collaborative Genetic Association Study
RRR Relative recurrence risk
SNP Single nucleotide polymorphism
TS Tourette syndrome
™ Trichotillomania
OVERVIEW

Obsessive-compulsive disorder (OCD) is a disorder that can onset during childhood or
during adult life. As a result, OCD is a disorder of interest to both child and adult psy-
chiatrists. There are several other disorders that either commonly co-occur with OCD
or have overlapping or similar features and symptoms. Tourette syndrome (TS) is char-
acterized the presence of both motor and vocal tics that onset in childhood and last at
least 12 months. A related condition, chronic tic disorder (CT), (CT; defined by the
presence of motor tics or vocal tics, but not both and also lasting more than one
year) is thought to be an alternate phenotype to TS and shares genetic and biological
underpinnings with TS. There is a substantial body of literature focused on the twin,
familial, and genetic aspects of TS and CT, a summary of which is presented else-
where in this issue in the article, “Tics and Tourette’s Disorder” by Shaw and Coffey.
Of relevance here is that chronic tic disorders (TS and CT) are often seen in conjunc-
tion with childhood-onset OCD, reflected in the recent addition of a tic-related spec-
ifier for OCD in DSM-5. Other OCD-related disorders beyond TS and CT, namely
trichotillomania (TTM), skin picking disorder, body dysmorphic disorder (BDD), and
hoarding disorder, occur across the lifespan. Although compared with TS and CT
there is less specific genetic evidence that these other related disorders share patho-
biology with OCD, there is growing evidence that overlapping genetic risk factors may
exist across OCD, TTM, skin picking disorder, BDD, and hoarding disorder.

The earliest studies to support a role for genetic factors in OCD demonstrated a
higher concordance rate for OCD among monozygotic twins compared with dizygotic
twins. Although fewer studies have focused on TTM, skin picking disorder, BDD, and
hoarding disorder, there is emergent evidence that some portion of risk for these
related disorders is also rooted in genetic factors. These twin studies and subsequent
family studies provide estimates of heritability in OCD and related disorders as high as
50%. Recently, powerful population-based epidemiologic studies and new molecular
methods have confirmed significant heritability, indicating that genetics contribute
substantially to risk for these disorders. Because OCD and related disorders show
substantial heritability, familial recurrence risk is high. Over the past several years,
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