Patient Name:

Referring Physician: —

Specimen #: Client #:
I L

Patient ID;

pog: I
Sex: M

ssN: I

Ethnicity: Not Provided
Indication: b‘lot Provided

Carrier Testing

Case #:

Date Collected: 07/23/2009
Date Received: 07/25/2009
Lab ID:

Hospital 1D:

Specimen Type: BLDPER

Disease

This negative result may r ee further interpretation
depending on the clinical i 1dization.
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Tay-Sachs - DNA

Tay-Saehs; - Enzyme

Bloom Syndrome

Negative This negative result may 1 eed further interpretation

depending on the clinical i ndication.
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Negative This negative result may rieed further interpretation

depending on the clinical ndication.
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Canavan Disease

This negative result may :w:ed further interpretation

Negative

—

Cystic Fibrosis

depending on the clinical rdication.

This negative result may 1:ed further interpretation
depending on the clinical ndication.
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Carrier Testing

patient Name: || GTGcNzGzNG Referring Physieian: NI specimen #: I patient 1D; N
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Lontinued

Dlsease

Familial Dysautonomia Negative This negative result may naac further interpretation
depending on the clinical i wlication.
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Fanconi Anemia - C Negative This negative result may ne2d further interpretation

Glycogen Storage
Disease Type 1a

Interpretation
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depending on the clinical i vdication.
P e

This negative result may nee«i further interpretation
depending on the clinical i wication.
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Gaucher Disease

This negative result may r eed further interpretation
depending on the clinical i vlication.
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Negative

Maple Syrup Urin
Disease

COMMENTS:
DNA:

Negative

depending on the clinical i 1iivation.

This hegative result may r eed further interpretation

This negative result may r eed further interpretation
depending on the clinical i 1dlcation.

B e oy

The negative results from this analysis cannot eliminate the possibility that this indiv cuil carries a mutation not

detected by this test. Unles

symptoms.

s otherwise noted, interpretations are based on a negatl v2 family history and the absence of

This interpretation is based on the clinical and family retationship information provid 1 aind the current understanding

of the molecular genetics of this condition.

Enzyme: { White Blood Cells ]

This result is within the non-carrier range for Tay-Sachs disease. Less than 0.1% cf jatients having non-carrier levels
of Hexosaminidase-A activity are Tay-Sachs carriers,

NOTE: Maximum sensitivity and specificity for Tay-Sachs disease carrier testing ar 2 achieved by using enzymology and
DNA mutation analysis together.

METHOD: °

DNA is isolated from the sample and amplified for disease specific regions using th : polymerase chain reaction (PCR).
Mutations are identified by hybridization to allele specific oligonucleotides or by solt tion-phase multiplex
allele-specific primer extension with subsequent mutation-specific hybridization anc cletection.

False positive or negative results may cocur for reasons that include genetic variants, blood transfuslans . hone marrow transplantation or somatle
hetarogeneity of the tissue sample, This test was developed and its performanca characteristics determ nzd by Ganzyme. It has not been claared or
approved by the U S, Food and Drug Administration. The FDA has detarmined that such clearance or a ) roval is not nacessary, This test is used for
clinical purpesés. It should not be regarded as investigational or for research. Tha laboratory is regulat d under the Clinical Laboratory

Improvemant Amendments of 1988 (CLIA) as qualificd to perform high complexity clinical testing.
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