




















Disorders in Your Family

+ Cystic Fibrosis Oes
« Tay-Sachs disease OYes
« Canavan disease OYes
+ Bloom syndrome {JYes
» Gaucher diseuse OYes
+ Niemann-Pick disease {Yes
« Fanconi Anemia OYes

» Familial Dysautonia OYes
« Muscular Dystrophy D Yes
» Neurologic (brain/spine) I Yes
* Neural Tube Defects  OYes
* Bone/Skeletal Defects TFYes
* Dwarfism OYes
* Developmental delay  OYes
» 1.earning problems OYes
» Polycystic kidney disease O Yes
* Heart defect from birth OYes

+ Down syndrome QYes
* Other chromosome defects OYes
» Marfan syndrome OYes
» Hemophilia fYes
* Sickle Cell Anemia BYes
» Thalassemia ElYes
» (Galactosemia BYes
*» Deafness/Blindness BYes
+ Color Blindness OYes
s Hemochromatosis OYes

[ None of the above

£ Other (Specify
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ODon’t Know
ODon’t Know
ODon’t Know
ODon’t Know
ODon’'t Know
Ebon’t Know
BDon’t Know
BDon’t Know
ODon’t Know
ODon’t Know
fODon’t Know
ODon’t Know
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ODon’t Know
AODon’t Know
BDon't Know
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ODon’t Know
OPDon't Know
ODon’t Know

SPCUSE/MALE PARTNER'S SIGNATURE

What is your Aneestry?

O African- American

O American Indian/Native American
[} Ashkenazi Jewish

O Asian-American

0 Cajun/French Canadian

0 Caucasian

1 Eastern European

0] Hispanic/Caribbean

O Northern European

O Southern European

O Other (specify )

Would you like o be screened for:
0 Cystic Fibrosis: _Yes _ No
0 Sickle Cell Anemia:__Yes _ No
{1 Tay-Sachs Disease: _ Yes _ No

{1 Thalasemia: _Yes _ No

1 confirm that T have reviewed the infermation above.
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Facts about genetic screening based on ethnicity

v’ Certain genetic disorders are more common in one ethnic/racial group than another.
v All of these conditions are transmitted in autosomal recessive fashion. This means that a couple can

only have a child with the disorder if both parents are “carriers” of the trait for that disorder. Carriers
usually have no symptoms of the condition. A negative family history (no one in the family has the
disorder) does not reduce the risk of being a carrier.

v" Carrier tests are performed on blood samples.

v Carrier tests cannot entirely eliminate the possibility of being a carrier or having an affected child, but a
negative test result makes the chance very low. If you have a positive test, a blood sample will be
requested from your partner to help determine if the fetus is at risk for the disease. If both parents
carry a trait for the same condition, each pregnancy can be tested for the disease by sampling the
placenta or the amniotic fluid.

Insurance
v" Some insurance companies do not pay for testing. Individuals who wish to have testing but whose

v

v

v

insurance will not provide coverage will be expected to pay for the test.

For those patients who have Medicaid or Medicare, carrier testing is covered for sickle cell anemia,
alpha- or beta-thalassemia, and cystic fibrosis.

Individuals with the University of Chicago Health Plan (UCHP) need to obtain preauthorization for
testing to be covered. Individuals with other insurance carriers can check with their insurance plan or
with the hospital financial representative to see if carrier testing will be covered. The test may be sent to
an outside laboratory.

If you belong to an HMO, a specific referral authorizing testing may be required.

The screening tests appropriate for your ethnic/racial group are recommended. Please refer to the opposite
page for information about the different disorders. If you would like more information ask to be referred for
genetic counseling. Otherwise, please indicate below your ethnicity and that of your partner, whether you
would like to have the recommended screening, and then sign your name.

You Your Partner

Caucasian: Cystic Fibrosis Accept Decline

African American: Sickle cell anemia  Accept Decline
Beta-thalassemia Accept Decline

Asian: a/B-thalassemia Accept Decline

Greek or ltalian: B-thalassemia Accept Decline

Ashkenazi Jewish: Cystic Fibrosis Accept Decline
Tay-Sachs disease Accept Decline
Canavan disease Accept Decline
Familiel Dysautonomia ~ Accept Decline
Other disorder(s) Accept Decline

SIGNATURE DATE

24.41 R 5/05




AFRICAN BACKGROUND

Sickle cell disease (which includes SS disease, SC disease and S beta-thalassemia) occurs in 1:500 African-
Americans. Children and adults with sickle cell disease have painful “crises” which may occur frequently or
rarely. They are also at risk for poor growth and for childhood death due to infections. Strokes or kidney failure
may occur at a young age. Carrier frequency is 1:12.

ASHKENAZI JEWISH BACKGROUND

There are several conditions that are more common in the Ashkenazi Jewish population. If one member of the
couple is Jewish and the other is not, the Jewish parent can be tested first. If he/she is positive for a trait, the
non-Jewish parent can then be tested. For some of these conditions, testing a non-Jewish individual is less
reliable.

Tay-Sachs disease causes mental and physical deterioration of the child, with death usually by age 5. Carrier
frequency is 1:30, and 1:3,600 Jewish children are affected. The Tay-Sachs gene is also more common among
French Canadians from eastern Quebec and Cajuns from southern Louisiana.

Canavan disease causes symptoms similar to Tay-Sachs. One in 40 Ashkenazi Jews carries this trait, and
1:6,400 children are affected.

Cystic Fibrosis (CF) - See description under Caucasian background.

Familial Dysautonomia-Symptoms include insensitivity to pain, frequent pneumonias, unstable blood pressure
and temperature, spine curvature and poor growth. Approximately 50% of affected individuals die by age 30.
The carrier frequency is 1:30.

Screening for the above 4 conditions is recommended for Ashkenazi Jewish individuals. There are
other disorders which can be screened for but are often not done because they are less frequent, have
more variable symptoms, or can be controlled by specialized treatment:

Niemann-Pick disease type A causes an enlarged liver and spleen, poor growth, and progressive physical and
mental deterioration with death by age 4. The carrier rate is 1:90, and 1:32,000 Jewish children are affected.
Fanconi anemia type C - Children have anemia, short stature, learning disabilities, or mental retardation. There
may also be birth defects of the limbs, heart, or kidneys. Risk for leukemia and early death is increased. The
carrier rate is 1:89 Jewish individuals, and 1:31,000 Jewish children are affected.

Bloom syndrome results in poor growth and poor resistance to infection. There is a high rate of cancer from
which individuals usually die before age 30. One in 100 Jewish individuals carries this trait, and 1:46,000
children are affected.

Mucolipidosis 1V causes progressive retardation of mental and motor functions. The carrier rate is 1:100.
Gaucher disease type 1 can be very mild or severe. Children and adults may have nosebleeds, anemia, an
enlarged liver and spleen, bone pain, and easily broken bones. Because the severity is so variable, decisions
about testing are difficult. The carrier frequency is 1:12, and 1:600 children are affected.

Glycogen storage disease type1la results in severe hypoglycemia, growth restriction, and bleeding disorders if
not treated. The carrier frequency is 1 in 71.

Maple syrup urine disease (MSUD) — Without treatment (special diet) classic MSUD causes mental retardation,
physical disabilities, coma, and death. The carrier frequency is 1 in 81.

CAUCASIAN BACKGROUND

Cystic fibrosis (CF) is common among Caucasians, particularly those of Northern European origin. The
disease causes lung infections, difficulty breathing, problems with bowel function, weight gain and growth.
Children frequently need to be hospitalized, have physical therapy, and take several medications. The average
lifespan is 30 years. One in 2,500 Caucasian newborns has cystic fibrosis, and 1:25 Caucasians carries the CF
trait.

MEDITERRANEAN , SOUTHEAST ASIAN, AFRICAN BACKGROUND
Beta-thalassemia is a disorder that causes severe anemia in children, requiring frequent blood transfusion.
Children may grow poorly, have bone deformities or fractures, and develop heart failure from their disease.

Carrier frequency varies with ethnic group.

SOUTHEAST ASIAN BACKGROUND

Alpha-thalassemia is a blood disease that results in severe anemia and, in some forms, death of the fetus or
newborn. Carrier frequency varies but may be as high as 1:20.




