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| SHIP TO: Children’s Hospital of Philadelphia, Genomic Diagnostics Laboratory, 3615 Civic Center Blvd., Abramson Research Center, 714J, Philadelphia, PA 19104-4302 - Phone: (267) 426-1447 |

PROBAND INFORMATION

TEST INFORMATION

Patient Name (Last, First, Middle):

Ordering Facility MRN:

Sex: [1Male [Female [JUnknown []Other:

Date of Birth (Month/Day/Year):

Street Address:

City/State:

Zip/Country:

Phone Number: ( )

Race/Ethnicity:

] Amish [ Asian (1 Black/African-American
[J Caucasian [] East Indian [] French Canadian

[J Hispanic [ Jewish-Ashkenazi  [] Jewish-Sephardic

[] Mediterranean [] Native American
[] Other:

Sample Type: [ Peripheral Blood in EDTA tube > 3 mL
[J Saliva (Contact lab for kits)
[] Cord Blood in EDTA tube (Maternal Sample Required)
[J *DNA >15 ug Specify Tissue of Origin:
[ Other:

If interested in sending a specimen other than blood, saliva, or DNA,
please call the lab to discuss.

*Nucleic acids (DNA or RNA) must be extracted from a CAP or CLIA
certified laboratory.

Collection Date (Month/Day/Year):

Collection Time: AM/PM

Test Requested:

[J CHOP Medical Exome, Proband & Family

[J CHOP Medical Exome, Proband Only

1 CHOP Medical Exome Reanalysis, Proband & Family*
[J CHOP Medical Exome Reanalysis, Proband Only

[J CHOP Medical Exome from Panel

NOTE: For any of the tests above, additional family member
specimens may be submitted for Sanger sequencing to assist
with interpretation. If family member specimens are to be
submitted, please indicate this on the next page.

*Please note: New family members (who did not undergo exome
analysis with the original order) can only be submitted for
Sanger sequencing.

Additional Genetic Testing:
[ Patient has additional genetic testing ordered on the
General Test Requisition

Checklist of ltems to Include:

[J Proband specimen

[ Specimen of proband’s mother (if applicable)

[J Specimen of proband’s father (if applicable)

] Specimens of other family members to be analyzed
(please contact lab to discuss)

[ Test requisition form (all billing and clinical information
must be completed)

[ Signed informed consent form

[J Family history and pedigree

[] Proband medical records and photographs

OTHER ORDERING PROVIDER /
ORDERING PROVIDER ORDERING LABORATORY GENETIC COUNSELOR
Name (Last, First, Degree) Name (Last, First, Degree) Name (Last, First, Degree)
( ) ( ) ( )
Phone Phone Phone
( ) ( ) ( )
Fax Fax Fax
Institution Institution Email
Street Address Street Address
City State City State
Zip Country Zip Country
Email Email

For Lab Use Only

Type of billing: [J Institutional []CHOP [] Self-pay [ Institution called

|
1
| Comments:
|
1
| ]

Received by: Received Date: Received Time:

Phone: (267) 426-1447; Fax: (215) 590-3514; DGDGeneticCounselor@chop.edu; www.chop.edu/centers-programs/division-genomic-diagnostics

*Testing will not be initiated until all necessary samples and clinical information are submitted to the laboratory.
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SPECIMEN INFORMATION FOR PARENTS AND OTHER FAMILY MEMBERS (IF APPLICABLE)

Proband’s Mother’s Full Name:

Proband’s Mother’s Date of Birth: Proband’s Mother’'s MRN:

Month/Day/Year
Considering the proband’s phenotype, the mother is: [] Affected [ Unaffected []Unknown
Mother’s specimen: [] Included with this test requisition form [] To be sent later [] Not available
Family Member Test requested to aid in proband exome analysis data interpretation: [] Exome analysis

[] Sanger confirmation only

Proband’s Father’s Full Name:

Proband’s Father’s Date of Birth: Proband’s Father's MRN:

Month/Day/Year
Considering the proband’s phenotype, the father is: [ Affected [ Unaffected [ Unknown
Father’s specimen: [] Included with this test requisition form [ To be sent later [] Not available
Family Member Test requested to aid in proband exome analysis data interpretation: [] Exome analysis

[J Sanger confirmation only

Family Member’s Full Name: Relationship to Proband:

Family Member’s Date of Birth: Family Member’s MRN:
Month/Day/Year

Considering the proband’s phenotype, the family member is: [J Affected [ Unaffected [ Unknown
Family Member’s specimen: [] Included with this test requisition form [ To be sent later [ Not available
Family Member Test requested to aid in proband exome analysis data interpretation: [] Exome analysis

] Sanger confirmation only

Family Member’s Full Name: Relationship to Proband:

Family Member’s Date of Birth: Family Member’s MRN:
Month/Day/Year

Considering the proband’s phenotype, the family member is: [] Affected [ Unaffected []Unknown
Family Member’s specimen: [] Included with this test requisition form [ To be sent later [ Not available
Family Member Test requested to aid in proband exome analysis data interpretation: [] Exome analysis

] Sanger confirmation only

All SPECIMENS MUST BE CLEARLY LABELED WITH FULL NAME AND DATE OF BIRTH
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INDICATION FOR EXOME ANALYSIS

Proband’s most relevant clinical findings for identifying the specific genetic disorder (also indicate if a particular condition is suspected):

Previous Relevant Genetic Testing:

Family History (please draw or attach pedigree):
Remember to indicate the proband with an arrow and indicate which family members are also submitting specimens to the lab. Please specify whether or not
family members are affected with the same condition as the proband or unaffected. Be sure to indicate any known consanguineous relationships.
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If medical records are submitted, the ordering provider is not obligated to fill out the phenotypic checklist.
Check all that apply. Specify additional information such as type and age of onset next to the checked item or on page 3.

PROBAND PHENOTYPIC CHECKLIST

Prenatal History

| Dermatologic Findings

| Ophthalmological Findings

[ Intrauterine Growth Retardation
[J Prematurity

[J Polyhydramnios

[ Oligohydramnios

[J Redundant nuchal fold
[JAbnormal ultrasound findings
[J Non-immune hydrops fetalis

[J Maternal gestational diabetes
[J Maternal teratogenic exposures
[J Normal

[J Not Available

[ Other

General History

[J Sudden unexplained death
[J Failure to thrive

[ Postnatal growth retardation
[J Overgrowth

] Obesity

[ Learning disability

[J Developmental delay

[] Developmental regression
[ Intellectual disability

] Behavioral problem

[J Autism spectrum disorder
[ Psychiatric disorder

[J Cancer diagnosis

[JNormal

[J Not Available

[ Other

Neuromuscular Findings

[J Encephalopathy

[ Seizure/ epilepsy

[ Ataxia

[] Abnormal movements

] Exercise intolerance/fatigue
[0 Headaches/migraines

[J Hypertonia

] Spasticity

[J Hypotonia

[ Neuropathy

[J Stroke/stroke-like episodes
[ Torticollis

[J Muscle weakness

[J Elevated CK

[J Absent deep tendon reflexes
[J Increased deep tendon reflexes

[J Recurrent rash

[J Multiple hemangiomas

[ Telangiectasias

[J Other vascular abnormalities
[ Atypical nevi

[J Hyperpigmentation

[ Hypopigmentation

[J Café au lait spots

[J Multiple lentigines

[J Cutis marmorata

[J Angiokeratoma

[ Thick skin

[J Velvety soft skin

[ Hyperextensible skin

[ 1 Abnormal creases

[J Absence of sweat glands

[ Blistering of skin or mucosa
] Alopecia

[ Curly or wiry hair

[ Hirsutism

[ Nail dysplasia

[J Normal

[ Not Available

[ Other

[J Blindness

] Myopia

[] Cataract

[J Coloboma

[J Glaucoma

[J Retinal disorder

[J Ptosis

[J Hooded lid

[J Everted lid

[ Esotropia

[J Microphthalmia or anopthalmia
[ Optic atrophy

[ Optic nerve glioma

[ Ectopia lentis

[J Elongated palpebral fissures
[ Downslanting palpebral fissures
[J Nystagmus

[J Hypertelorism

[J Hypotelorism

[ Lisch nodules

[ Iris abnormality

[J Normal

[J Not Available

[ Other

Craniofacial Findings

| Auditory Findings

[ Craniosynostosis

[J Cleft lip and/or palate
[ Coarse facial features
[] Hemifacial microsomia
[J Macrocephaly

[J Microcephaly

[] Facial hemangioma

[J Choanal atresia/stenosis
[] Webbed neck

[ Branchial cleft cyst

[ Normal

[J Not Available

[] Other

[] External ear malformation
[ Ear pits

] Ear tags

[] Ear creases

[[J Hearing loss type unknown
[J Conductive hearing loss
[J Sensorineural hearing loss
[J Mixed hearing loss

[J Normal

[J Not Available

[ Other

Other Dysmorphic Features

[J Dysmorphic facies

(Please specify any features not already checked)
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If medical records are submitted, the ordering provider is not obligated to fill out the phenotypic checklist.
Check all that apply. Specify additional information such as type and age of onset next to the checked item or on page 3.

PROBAND PHENOTYPIC CHECKLIST

Cardiovascular/Pulmonary Findings |

Endocrine Findings

| Genitourinary Findings

[ Arrhythmia/ conduction defect

[ Cardiomyopathy

[ Tetralogy of fallot

[ Congenital polyvalvular dysplasia
[ Atrial septal defect

[J Ventricular septal defect

[ Coarctation of the aorta

[ Cardiac situs abnormal

[ Cardiac rhabdomyosarcoma

[J Aortic dilatation

[ Mitral valve prolapse

[J Arteriovenous malformation

] Diaphragmatic hernia

[J Pneumothorax

[ Idiopathic pulmonary hypertension
[J Normal

[J Not Available

[ Other

Skeletal Findings

[J Arachnodactyly

[ Clinodactyly

[J Syndactyly

[ Polydactyly

[J Absence of thumbs

[J Joint contractures

[ Club feet

[J Hip dysplasia

[ Lordosis

[J Kyphosis

[ Scoliosis

[ Pectus carinatum or excavatum
[J Absence of clavicles

[ Skeletal dysplasia

[ Increased carrying angle

[] Disproportionate short limbs
[J Proportionate short stature
[J Disproportionate short stature
[ Tall Stature

[J Hemihypertrophy

[J Low bone density

[J Pterygium/webbing

[J Pseudoarthrosis

[ Vertebral anomaly

[ Hyperextensibility

[ Multiple fractures

[J Normal

[J Not Available

[ Other

[J Adrenal abnormality

[ Thyroid abnormality

[ Early puberty

[J Delayed puberty

[J Sex hormone abnormality

[J Growth hormone abnormality
[ Diabetes mellitus

[J Normal

[J Not Available

[ Other

Gastrointestinal Findings

[J Abnormal liver function

[J Achalasia

[J Acute liver failure

[ Bile duct proliferation

[ Biliary atresia

[ Tracheoesophageal fistula
[J Chronic diarrhea

[J Chronic constipation

[J Gastroesophageal reflux
[ Cyclic vomiting

[J Hepatomegaly

[J Liver cysts

[J Gastroschisis

[0 Omphalocele

[J Jaundice

[ Cirrhosis

[ Pyloric stenosis

[ Anal atresia

[J Abnormal pancreatic enzyme
[J Pancreatitis

[ Asplenia/polysplenia

[ Heterotaxy

[JNormal

[J Not Available

[J Other

[J Undescended testicles

[0 Hypospadias

[J Shawl scrotum

[J Fused scrotum

[ Clitoromegaly

[J Ambiguous genitalia

[] Sex reversal

[ Renal hypoplasia/ aplasia
[J Abnormal renal structure

[J Renal cysts

[ Obstructive renal disease
[0 Hydronephrosis

[ Normal

[J Not Available

[ Other

Immunologic/Allergic Findings

[ Allergies

[ Recurrent unexplained fevers
[J Recurrent or unusual infections
[] Diffuse inflammation

[J Lymph node abnormality

[ Thymic hypoplasia

[ Autoimmune disorder
[JNormal

[J Not Available

[J Other

Hematologic Findings

[J Anemia

] Bone marrow failure

[J Excessive bruising

[J Hematomas

[J Leukemia

[J Lymphoma

[J Neutropenia

[J Leukopenia

] Splenomegaly

[ Thrombosis

[J Thrombocytopenia

[J Clotting factor deficiency
[JNormal

[J Not Available

[ Other

Page 6 is billing information and page 7 is a patient information sheet. Both pages will be removed.
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Billing Options (For Non-CHOP patients only)

*By using and sending this Requisition Form to CHOP Outreach Lab for laboratory testing, you, the sender,
acknowledge and agree that you have read and agree to the CHOP Terms and Conditions posted at
www.chop.edu/labs and agree to pay CHOP the rates in CHOP’s fee schedule in effect on the date the
specimen is received.

Institutional Billing Option

ICD-10 Diagnosis Codes for Billing:

Bill to Institution/Department:

Address:

Billing Contact:

Phone: Fax:
Email:
Self Pay Option
Total Cost Approved: Credit Card: [Visa []American Express []Discover [JMC

Name on Card:

Cardholder Date of Birth:

Month/Day/Year
Card Number:
Expiration Date: CCV (security # on back):
Month/Year
Billing Address:
Phone: Email:
Cardholder Signature Printed Name Date (Month/Day/Year) Time

*Cardholders signature indicates authorization to bill Credit Card
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PROBAND EXOME ANALYSIS CONSENT FORM

This form was designed to guide the consent process for exome analysis and help you to have a discussion with your
healthcare provider. You can decide whether or not you want to have this test. We encourage you to ask questions,
including questions about other testing options.

What is Exome Analysis?

Exome analysis is a genetic test that examines most of a person’s genes all at once. Genes tell our body how to
grow and develop.

This test can find differences in genes that may explain a patient’s health and/or developmental concerns. These
genetic differences may also be called variants or alterations. The primary patient having testing may also be called
the proband.

For more information about exome analysis and genetic testing, visit the website: https://imgc.chop.edu/types-of-

genetic-testing/.

How is Exome Analysis Performed at CHOP?

This test requires a biological sample, such as blood, from the patient and from one or more biological (or blood-
related) family members (if available). The laboratory will obtain and look at the DNA (genetic material) from the
sample(s).

The laboratory will compare the patient’s DNA sequence (or pattern) to the sequence usually found in healthy
people, as well as to that of other family members (if applicable). There may be thousands of differences between
the DNA sequences. Most of these differences are normal variation and do not cause health problems.

The laboratory will use information about the patient’s health and the health of family members to identify whether
any of the many DNA differences may be the cause of the patient’s reason for testing.

The laboratory will inform the referring healthcare provider(s) about the findings that are most likely to be related to
the patient’s reason for testing or clinical indication.

Clinical Information and Testing of Family Members

The laboratory needs to have correct information about the health of the patient and family members in order to
interpret the results from exome analysis properly.

The laboratory will use the reason for testing provided by the healthcare provider(s), as well as additional medical
records/history, in order to interpret the results. The laboratory does not review the entirety of the patient’s medical
record/history.

The laboratory is more likely to identify the genetic cause of a patient’s condition when relevant family members are
tested at the same time.

Secondary Findings

The American College of Medical Genetics and Genomics (ACMG) recommends that laboratories performing exome
analysis purposefully seek and report findings that cause a specific group of rare conditions, even if those conditions
are not the reason for the patient’s testing. These results are called secondary findings because they are not related
to the patient’s current reason for testing.

The conditions associated with secondary findings may lead to serious health problems, such as an increased risk
of cancer or heart rhythm issues, or an increased risk for complications from certain kinds of anesthesia. These
conditions may be inherited. Some may cause symptoms in infancy or childhood, while others do not usually cause
symptoms until adulthood.

These conditions can in some instances be improved or avoided when monitored or treated. Therefore, they are
considered medically actionable.

Depending on the age and sex of the patient, some secondary findings may have a specific change in medical
management that could be pursued within the patient’s near (immediate) future and lead to a clear improvement in
health outcomes. These findings are considered immediately medically actionable secondary findings in the patient.
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A full Secondary Findings List detailing the genes and conditions currently included in the secondary findings
analysis for this test is available on the laboratory website at http://www.chop.edu/centers-programs/division-
genomic-diagnostics/requisition-forms or by contacting the laboratory at 267-426-1447.

Options for Secondary Findings:

o Testing for secondary findings is optional, and you will make a selection at the end of this form.

o Ifyou select Option 1 below, the laboratory will purposefully look for and report ALL secondary findings that
are likely to cause disease. It is possible that this test will not detect all secondary findings, even if Option 1
is selected. In addition, this test will not look for all causes of the conditions on the Secondary Findings List.

o If you select Option 2 below, the laboratory will not purposefully look for or report ANY findings on the
Secondary Findings List, even if they are identified by chance, unless the finding is possibly related to the
patient’s reason for testing.

o Ifyou select Option 3 below, the laboratory will not purposefully look for findings on the Secondary Findings
List, but will report findings from the list that are identified by chance and are immediately medically actionable
in the patient or that are possibly related to the patient’s reason for testing.

o Ifyou select Option 2 or 3, unreported secondary findings will only be available in the future if a formal exome
reanalysis is requested.

Secondary Findings in Family Members:
o Ifasecondary finding is identified in the patient, the laboratory can also look for the finding in family members
who have exome analysis at the same time as the patient.
o Family members select whether or not they want to receive this information on the Family Member Test
Requisition and Consent form.

Other Findings Unrelated to the Reason for Testing

In addition to secondary findings, this test may in some rare instances detect other results unrelated to the
patient’s reason for testing. Unlike the secondary findings described above, these other unrelated findings are
NOT purposefully sought but are found by chance while performing the test. These findings are sometimes called
incidental findings because they are found incidentally.

The lab will report medically actionable incidental findings that are likely to cause serious health problems
and have a well-established change in management or treatment. These include childhood onset conditions or
conditions with a recommended change in medical care that could take place within about ten or twenty years.
We generally only report incidental findings that are medically actionable. There are rare exceptions when we may
report findings that are not medically actionable. Examples include but are not limited to: 1) if they explain some
of the patient’s symptoms that are not included in the clinical indication for testing, 2) if they are associated with
another finding (such as a large deletion or missing region of genetic material) that is believed to be associated with
the patient’s clinical indication for testing, or 3) if they are associated with an untreatable, serious, childhood onset
disorder that is highly likely to cause symptoms (as reporting these findings could help to avoid additional testing
and future delays in diagnosis).

What will the Laboratory Find and Report?

The test result might be diagnostic, inconclusive, or negative.

o Adiagnostic result means that the test identified a genetic variant that is likely to explain the patient's reason
for testing.

o Aninconclusive result means that the test identified variant(s) in a gene that may explain the patient's reason
for testing, but there is not enough information available to be certain. (The laboratory will inform the patient's
healthcare provider if a clinically significant change in interpretation is identified in the future.)

o Anegative result means that the test did not identify any genetic variants that could explain the patient's reason
for testing. This result does not rule out the possibility that the patient has a genetic disorder that was unable
to be detected by the exome test at this time.
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The report will include:

o  DNA variants that were detected that may be the cause of the patient’s reason for testing and which family
members have this variant (when possible).

O DNA variants that were detected and are not related to the patient’s reason for testing and which family members
have this variant (when possible):

1) Secondary findings, only if Option 1 below is selected.
2) Incidental findings identified by chance that are medically actionable or meet the exception criteria
above.
All findings will be included in the patient’s report. Separate reports will not be issued automatically for family
members.

What are the Limitations of Exome Analysis?

Exome analysis does not look at all of a person’s genes. Many genes will not be examined completely or at all.
Exome analysis does not find all genetic variants or risk factors for common diseases.

Exome analysis does not identify all types of DNA variants.

The results usually do not predict how serious a health condition will be or at what age it will occur.

The results may or may not improve the patient’s treatment or prognosis.

This test will not always identify the cause of a patient’s reason for testing. We expect this test to identify the cause
of a patient’s reason for testing in about 1 out of every 4 (25%) patients who are tested.

Exome analysis and our interpretation of the results are based on what is known about genetic diseases at the
time the test is performed. As time passes, more information about genetic diseases and genetic testing may
become known. Exome tests performed in the future with new knowledge may provide different results. Although
the laboratory may perform limited reanalysis of exome data for internal purposes (such as quality improvement),
laboratory-initiated reanalysis of the raw exome data is not performed routinely. A healthcare provider may request
reanalysis of exome data as a part of future care for an additional fee. A new consent form may not be requested
if your provider orders reanalysis.

What are the Potential Risks of Exome Analysis?

This test could suggest an incorrect genetic cause for the patient’'s symptoms or not identify the true cause of a
patient’s reason for testing, due to limitations of current scientific knowledge and technology.

We may learn more about these results in the future. The results you receive from the test may later be interpreted
differently as a result of evolving research and knowledge in the field. It is appropriate to follow up with your clinician
from time to time regarding possible new information about the test results.

This test may identify results that have an uncertain meaning (variants of uncertain significance).

This test may reveal unexpected findings unrelated to the patient’s reason for testing.

Although it is not the intended purpose, this test may identify a difference in biological family relationships that may
or may not be expected by the family. For example, the results may show that the patient’s biological mother or father
is someone different than originally believed. It may be possible to tell a difference in biological family relationships
from the results report. In some cases, such as when results suggest the possibility of incest, the hospital may be
required to report this information to appropriate authorities.

This test may find results that impact the health or future reproductive decisions of the patient or family members.
This test may find results that could affect the patient’s or family member’s ability to buy life insurance, disability
insurance, or long-term care insurance in the future.

Because exome analysis is complex, the cost of this test may be higher than other genetic testing. Exome analysis
may or may not be covered by insurance.

If you are concerned about cost, please discuss your questions with your healthcare provider, insurance company,
or the CHOP Family Health Coverage Program (1-267-426-0359) before proceeding with testing.
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Results Reporting and Confidentiality

We will report the results to the healthcare provider(s) or institution who ordered the test.

We will release results to individuals not associated with CHOP if we have written permission from the patient, the
patient’s legal representative, or as required by law.

The results report will become part of the patient’s medical record and therefore has the potential for future release.
The patient’s health insurance provider or other parties may have legal access to the test results.

In rare instances, CHOP may ask external (non-CHOP) clinical laboratories to perform all or part of the exome test.
The external laboratory may keep copies of the patient’s genetic information, including raw genetic data and/or
results reports.

For more information about how CHOP can use or share your information see the Notice of CHOP Privacy Practices
(https://at.chop.edu/general-counsel/compliance-privacy/privacy/Shared%20Documents/hipaa_npp.pdf).

The samples and raw genetic data relating to the patient without identifiers, such as name and date of birth, may be
maintained in CHOP-based databases and may be shared with external genetic databases that are not located at,
owned by, or operated by CHOP. These databases were created to improve our understanding and interpretation of
genetic results and ensure that clinical genetic laboratories are interpreting results in the same way. The information
contained in these databases may also be used for research purposes.

Future of the Information and Samples

Storage and Sharing of the Information and Samples
o We will keep raw genetic data for at least two years, as per professional and regulatory guidelines. We may
destroy it after that time.
o CHOP is not a DNA storage or banking facility. There is no guarantee that patient samples will be available
or usable for additional or future testing.

o We will keep the patient’s raw genetic data on a secure server/computer that is in a separate section of the
medical record and only accessible by authorized personnel. Future access to this data may or may not
be available. If you want access to the raw genetic data, please contact the laboratory. There may be an
associated cost.

O The laboratory will only release the raw genetic data with identifiers, such as name or date of birth, with the
written permission of the patient, patient’s legal representative, or as required by law.

o External clinical laboratories who perform all or part of the exome test may keep copies of the patient’s
genetic information.

o The samples and raw genetic data relating to the patient without identifiers, such as name and date of birth,
may be maintained in CHOP-based databases and may be shared with external genetic databases that are
not located at, owned by, or operated by CHOP. These databases were created to improve our understanding
and interpretation of genetic results and ensure that clinical genetic laboratories are interpreting results in
the same way. The information contained in these databases may also be used for research purposes.

Reanalysis
© A healthcare provider may request reanalysis of exome analysis as a part of future care for an additional fee.
o0 In addition, although not performed routinely, the laboratory may independently initiate limited reanalysis
of a patient's (and any submitted family members') exome data for internal purposes, such as quality
improvement. We may share new relevant information from this laboratory-initiated reanalysis with your
ordering provider or other appropriate healthcare providers. Please discuss with your healthcare provider
about receiving any updated information.
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Choice for Secondary Findings

Please Note: the laboratory cannot proceed with the test until you select an option below
Please initial one of the options below regarding your choice for secondary findings in the patient. (The adult patient or a
parent/guardian of a minor child must initial next to the selected option.)

Secondary Findings Options

Initial in the Lab Looks for Lab Reports
Box Nextto | Option Secondary Secondary Details
Your Choice Findings Findings

| want the lab to look for and report ALL detected disease causing
variants on the Secondary Findings List.

Option 1 Yes Yes NOTE: It is possible that this test will not detect all secondary
findings. In addition, this test will not look for all causes of the
conditions on the Secondary Findings List.

| DO NOT want the lab to look for or report any secondary
findings. | understand that some of these findings may be
immediately medically actionable in the patient. | am aware that |
Option 2 No No will not have access to these results later.

NOTE: If you choose this option, findings that are possibly related
to the patient’s reason for testing and also involved a gene/
condition on the Secondary Findings List will still be reported.

Yes, if found | DO NOT want the lab to purposefully look for secondary
. by chance and o - . .
Option 3 No immediately findings. | want the lab to report secondary findings identified by

chance if they are immediately medically actionable in the patient.

medically actionable

Genetic Counseling and Clinical Interpretation

* We recommend that you seek genetic counseling before you decide whether or not you want to have this test and
when you receive the test results.
* If you would like to see a genetic counselor, please ask your healthcare provider to refer you to one in your area. You
can find a genetic counselor near you by visiting www.nsgc.org.
* The healthcare provider who ordered this test will make the final interpretation about what the results mean for the
patient and provide follow-up recommendations.
By signing this document, you are agreeing that the test, its limitations, and use and retention of related data and
samples have been explained to you and you consent and agree to the test and these uses.
Patient/Parent/Guardian Statement: | acknowledge that | have discussed the benefits, risks, and limitations of exome
analysis with my healthcare provider(s). | consent to exome analysis.

Patient Signature Printed Name Date Time

Parent/Legal Guardian if Different from Patient Signature Printed Name Date Time
Healthcare Provider’s Statement: | have explained the benefits, risks, limitations, and data use and retention of exome
analysis to this individual and addressed his/her questions about the test. | understand that it is my responsibility to
interpret the clinical relevance of the results for this individual and to provide appropriate follow-up recommendations.

/

Healthcare Provider Signature Printed Name and Contact Number Date Time

Interpreter Signature/Witness Signature (Circle Relevant Role) Printed Name Date Time

Phone: (267) 426-1447; Fax: (215) 590-3514; DGDGeneticCounselor@chop.edu; www.chop.edu/centers-programs/division-genomic-diagnostics
*Testing will not be initiated until all necessary samples and clinical information are submitted to the laboratory.


www.nsgc.org
mailto:DGDGeneticCounselor@chop.edu
www.chop.edu/centers-programs/division-genomic-diagnostics

Our Commitment to Diverse
Populations

The Children’s Hospital of Philadelphia complies with applicable Federal civil rights
laws and does not discriminate on the basis of race, color, national origin, age,
disability, or sex. The Children’s Hospital of Philadelphia does not exclude people
or treat them differently because of race, color, national origin, age, disability, or
sex.

The Children’s Hospital of Philadelphia:
. Provides free aids and services to people with disabilities to communicate
effectively with us, such as:
o Qualified sign language interpreters
o} Written information in other formats (large print, audio,
accessible electronic formats, other formats)

. Provides free language services to people whose primary language is not
English, such as:
0] Qualified interpreters
o Information written in other languages
If you need these services, contact 1-800-879-2467.

If you believe that Children’s Hospital of Philadelphia has failed to provide these
services or discriminated in another way on the basis of race, color, national

origin, age, disability, or sex, you can file a grievance with: The Family Relations
Office, 3401 Civic Center Blvd, Philadelphia, PA 19104, Phone: 267-426-6983,

Fax: 267-426-7412, Email: familyrelations@email.chop.edu

You can file a grievance in person or by mail, fax, or email. If you need help filing a
grievance, Family Relations is available to help you.

You can also file a civil rights complaint with the U.S. Department of Health and
Human Services, Office for Civil Rights, electronically through the Office for Civil
Rights Complaint Portal, available at
https://ocrportal.hhs.gov/ocr/portal/lobby.jsf, or by mail or phone at:

U.S. Department of Health and Human Services

200 Independence Avenue

SW Room 509F, HHH Building

Washington, D.C. 20201

1-800-368-1019, 800-537-7697 (TDD)

Complaint forms are available at http://www.hhs.gov/ocr/office/file/index.html

October 2016

Children’s Hospital
of Philadelphia”

3401 Civic Center Blvd. ¢ Philadelphia, PA 19104 ¢ 215-590-1000 ¢ chop.edu



CHOP is Committed to Language Accessibility

If you speak another language, assistance services, free of charge, are available to you.

Espafiol-Spanish ATENCION: Si habla espafiol, tiene a su disposicion servicios gratuitos de asistencia lingiiistica.
Llame al 1-800-879-2467.

FRE P C-Chinese 71E : a0 HERE b ST, AT LIS B EASGE S AR, §EECE 1-800-879-2467,

B*ﬂ\ -Arabic )Sh 18 1| I PN (FRE| P i3 4y gadll 3ac Luall chlaad ol M)ﬂ\ Al Coaat S 13) A.La}aln
.1-800-879-2467

Tiéng Viét-Vietnamese CHU Y: Né&u ban néi Tiéng Viét, co cac dich vu hd tro ngdn ngir mi&n phi danh cho ban.
Goi s6 1-800-879-2467.

Francais-French ATTENTION: Si vous parlez francais, des services d'aide linguistique vous sont proposés gratuitement.
Appelez le 1-800-879-2467.

Portugués-Portuguese ATENCAO: Se fala portugués, encontram-se disponiveis servicos linguisticos, gratis. Ligue para
1-800-879-2467.

AdTell-Nepali 21T GTEH: TS ATl Soolges 3ol AU fATFT HIST AT HATe® fo3:[ech TIHAT 3T T | Pl ITg,

1-800-879-2467 |

i2i-Cambodian [Uts: 10GSMESSUNW MaNISI IUNSSWIRHAM N INWESSSS WL SIGEISINUUITHAY GI
§1rUD) 1-800-879-2467

JreT-Bengali o1y F5wg 3 S cEN, F2U IS ANEW, SR NeddvR SR Faiwe! AR Toferg @itz | (FiN 3% 5-800-879-2467 |

Pycckuit-Russian BHMMAHME: Ecau Bbl roBOpUTE Ha PYCCKOM A3blKE, TO BaM A0CTYMHbI 6ecniaTHble yCayru nepesoja.
3BoHUTe 1-800-879-2467.

@=rol-Korean F9]: o] & ARESHAI= A, Aol Al AHIAE FREE o] §8Hd 4 Jl5 Yt 1-800-879-2467 W1 o=
Astel] FAHA L

Bahasa Indonesia-Indonesian PERHATIAN: Jika Anda berbicara dalam Bahasa Indonesia, layanan bantuan bahasa akan
tersedia secara gratis. Hubungi 1-800-879-2467.

sl -Urdu QIS G i (ae Cife Gledd (S 3 (S ol Sl giogm g o)l ol 81 la s
1-800-879-2467 . (1S

Tiirkce-Turkish DIKKAT: Eger Tiirkce konusuyor iseniz, dil yardimi hizmetlerinden iicretsiz olarak yararlanabilirsiniz.
1-800-879-2467 irtibat numaralarini arayin.

Polski-Polish UWAGA: Jezeli mowisz po polsku, mozesz skorzysta¢ z bezptatnej pomocy jezykowej. Zadzwon pod numer
1-800-879-2467.

Italiano-Italian ATTENZIONE: In caso la lingua parlata sia l'italiano, sono disponibili servizi di assistenza linguistica gratuiti.
Chiamare il numero 1-800-879-2467.

fRE-Hindi &g &: Ife 3T fREY Stefd & ot 31mash fAIT Ftrct 3 ST FETIAT [T 3Ty &1 1-800-879-2467 W FHiel HY |
o cll-Gujarati  YUsil: B AN Al GlAl &, A [(A:2es einl Ul AU dAHIRL HIZ GUAsU B. Slot 531

1-800-879-2467.

Tagalog-Tagalog-Filipino PAUNAWA: Kung nagsasalita ka ng Tagalog, maaari kang gumamit ng mga serbisyo ng tulong sa
wika nang walang bayad. Tumawag sa 1-800-879-2467.

HAGE -Japanese HESH : AL SN L5%6. BEOSFESHEZ ZHIMWZZT £9, 1-800-879-2467 £ T, FHE:H
(CTTEE LS TZE W,

Deutsch-German ACHTUNG: Wenn Sie Deutsch sprechen, stehen lhnen kostenlos sprachliche Hilfsdienstleistungen zur
Verfligung. Rufnummer: 1-800-879-2467.

Deitsch-Pennsylvania Dutch Wann du Deitsch (Pennsylvania German / Dutch) schwetzscht, kannscht du mitaus Koschte
ebber gricke, ass dihr helft mit die englisch Schprooch. Ruf selli Nummer uff: 1-800-879-2467.
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