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Cys!i.c.ﬁbrosis — affecting the lungs and pancreas,
requiring lifelong treatment or lung transplantation
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Fragile X syndrome — the leading inherited cause
of intellectual disabilities and autism

-

Spinal muscular atrophy — the most common inherited
cause of infant death

In addition to the above, patients who are of Ashkenazi
Jewish descent will be screened for an additional panel
of diseases, such as Tay-Sachs disease, that are more
prevalent among Ashkenazi Jews.

WHO SHOULD BE SCREENED?

Physician societies recommend that pregnant women or

anyone planning a pregnancy should be offered carrier

screening.
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Autosomal Recessive Inheritance

WHAT IS A RECESSIVE DISEASE AND WHAT
IS A CARRIER?

Recessive diseases are caused by changes (called mutations)
in a person’s genes. Every person has two copies of each
gene, one inherited from each parent. A recessive disease
occurs when both copies of the same gene have a mutation.

A carrier is someone who has only one gene with a mutation
and one gene that is unaffected. Carriers are typically symptom
-free and do not know that they carry a mutation.

Some of these diseases are inherited differently — only the
female needs to be a carrier to have a baby at risk. Fragile X
syndrome is a significant example of this.
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