Matrix DNA Diagnostics - Tulane Univer sity

Patient Consent form - COL 2A1 Mutation assay
For Patients with type Il collagenopathies

BACKGROUND Callagen Il isatough, fibrous protein that provides a mgor part of the strength of the cartilage.
It is also an important component of the vitreous of the eye. Mutations in the gene that code for collagen 11
(COL2AI) cause either decreased synthesis of the protein or cause synthesis of defective forms of the protein.
Defects in collagen |1 protein often result in structural or growth disorders that are frequently accompanied by eye
abnormalities. Collagen |1 defects have been found in many chondrodysplasias such as achondrogenesis type |,
hypochondrogenes's, spondyloepi(meta)physeal dysplasia, Kniest dysplasia and Stickler syndrome, and have been
shown to be the cause of the disease in these patients.

DNA test carried out in our laboratory will detect most, but not all, of the mutations that can be found in the
collagen 11 gene and that can cause different chondrodysplasias. The COL2A1 gene is among the more complex of
human genes. Therefore, complete analysis of the gene for the presence of mutations requires a large number of
careful manipulation and analyses of the DNA. For this reason, completion of the test may take four to six weeksin
order to establish a definitive result, and may occasionaly require samples from other family members.

TEST LIMITATIONS The andyses may fail to detect a few mutations in patients who have mutations in the
COL2A1 gene as a cause of the disease. We do not have an accurate estimate of how many mutations are missed,
but our best estimate is that >90% are in fact detected. Also, a few changes in the structure of the genes that are
detected by the test are difficult to interpret in terms of whether they in fact cause the disease or are more neutra
changes. Mutations in other genes are not detected. Overdl, in the vast mgority of patients with osteogenesis
imperfecta, the test will detect a mutation and provide definitive information that the mutation causes the disease.
SAMPLE The DNA test requires extraction of DNA from the patient's blood. The DNA can aso be extracted
from a tissue sample, such as a small piece of skin, but this is usually less convenient. Most commonly, blood is
drawn by trained person designated by your physician. The blood is sent by overnight courier to the laboratory.
There, the DNA is extracted and over several weeks the analysis is performed. The result is sent in written form to
the physician who will relay it to the patient or relative designate to receive the result. The results are confidential
and will not be released to any institution or individua without your written consent.

STORAGE Inmost instances not al the DNA is consumed in the analyses. The remaining DNA will be stored in
a laboratory for two years, after which the DNA sample will be discarded without informing the patient or family
members. The DNA will not be released to any ingtitution or individual without your written consent. The DNA
may be used at the discretion of the laboratory supervisor for research purposes, under an anonymous label. The
results of the research studies will not be reported to the patient or his physician at any time, nor will the laboratory
assume any responsibility of the research studies on these specimens.

LABORATORY Thelaboratory is an up-to-date molecular genetics facility and uses the most current techniques
clinically practica to perform the analysis. The techniques used may change to become more sensitive or specific
in the future. In such cases, a the request of your physician, the test may be rerun on your sample, if clinically
indicated.

LEGAL ISSUES The laboratory assumes no responsibility for injury or illness resulting from the dawing of
blood or removal of tissue samples from the patient. The laboratory also assumes no responsibility for liability or
loss incurred as aresult of the outcome of thistest. The laboratory assumes no responsibility for the mislabeling or
misidentif ication of submitted patient specimens and assumes all submitted patient data to be correct as listed in the
submission form.

In signing this form, | indicate that | understand the information presented above and agree to these

c |[stipulations.

(@)

M

P

L

$ Patient Signature Date Witness Signature Date

E

For any questions, please do not hesitate to call us at (504) 988-7706










