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NPC Genomic Sequencing: Frequently Asked Questions 

”Establishment of a Genomic and Phenotypic database for Niemann-Pick Disease, type C”  
(NIH study 001018-CH) 

 
Why am I being asked to participate? 

o We are asking you to take part in this research to learn more about Niemann-Pick type C (NPC) disease. 
NPC is a progressive neurodegenerative disease that also affects other parts of the body. We are asking 
you or your child to join this research study because you have been diagnosed with NPC. We are trying 
to understand why NPC affects people differently, for example, some people develop seizures, and 
some do not. We hope to understand why this happens by getting you or your child medical history and 
a sample of you or your child DNA for whole genome sequencing. 

What is whole genome sequencing? 

o Whole genome sequencing provides us with a map of you or your child’s DNA.  

Will the results of the genetic test be available to me? 

o No, they will not be. The analyses that we perform in our laboratory are for research purposes only; 
they may not be as accurate as the tests that are performed in a laboratory that is certified to perform 
genetic testing or testing for routine clinical care.  

Are there exceptions to receiving results of the genetic testing being done? 

o Yes. If we find a genetic mutation that might be important to you or your family’s health at the time 
your DNA was sequenced, we will contact you. However, as mentioned above, the results will need to 
be confirmed in a certified clinical laboratory and reviewed with a local geneticist.  

How will this study affect my family? 

o The study will not have a direct benefit to your family. Our hope is the data we collect, will benefit the 
community, to help understand the heterogeneity of NPC and apply to future research ideas. 

Will my information be identifiable?  

o You or your child’s specimen and data will only be identifiable by the study team. Otherwise, 
information will be deidentified for any other researchers. 

Will my information be shared? 

o We will put your genomic information in a large database for broad sharing with the research 
community, commonly called data repositories. Where only qualified researchers will be able to access 
it. Information will be labeled with a code (not with your name or other information that could be used 
to easily identify you or your child).  
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What do I need to do? 

o Consent, one time blood draw, and review of medical history.  

Are there any risks? 

o There is minimal risk. Blood draw doesn’t pose any additional risk from a blood draw at your local 
doctor’s office; but may cause discomfort, redness, bruising, or infection. As part of this study, it is 
possible that you could learn that you or your child have genetic risks for another disease or disability. 
This may be upsetting to you and your family. Therefore, learning your research results could mean 
something about your family members and might cause you or your family distress. It may be beneficial 
to talk with your family members about whether and how they want you to share your results with 
them, before joining the study.  

How long will it take? 

o Consent and medical history should take about 3 hours. This time will vary on depth of medical history 
and can be split into smaller time blocks, if necessary.  

Do I need to come to the National Institutes of Health (NIH) to participate in this study? 

o No, everything can be done remotely or locally. If you would like to be seen at the NIH, you can be seen 
under our natural history study. 

Do I have to participate?  

o No. Participation is completely voluntary. You can withdraw at any time. However, once you or your 
child’s DNA is sequenced, we may not be able to remove it from the database.  

Will I receive any payment for taking part of the study? 

o Yes. Compensation will be disbursed upon receiving medical history and DNA sample. Compensation 
will be up to $190, in the form debit card, direct deposit, or check. 

Will my medical information be kept private? 

o Yes. NIH follows the Federal Privacy Act, similar to HIPPA, which generally protects the confidentiality of 
your NIH medical information that we collect under the authority of the Public Health Service Act. 
Additionally, the NIH Intramural Program has a Certificate of Confidentiality (Certificate). With this 
certificate, researchers may not release or use data or information about you except in certain 
circumstances.  


