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Essential Clinical Genetics for LEND and UCEDD Programs

Case 1

Antonia: 5-month-old with Bilateral Sensorineural Hearing Loss

You are a pre-doctoral audiology LEND trainee who has recently worked with your audiology faculty supervisor at Starbright Children’s Hospital to evaluate 5-month-old Antonia.  You have diagnosed her with bilateral sensorineural hearing loss.  Antonia failed the newborn hearing screen before leaving the hospital at two days of age.1  The hospital gave her an appointment for a follow-up visit for a more definitive test, but the family was lost to follow up until a social worker from the State Early Screening Hearing Program contacted the parents.  They brought Antonia into the clinic for repeat testing by auditory brainstem response (ABR).2  You and your faculty supervisor are preparing to share the findings with them.  

Small Group Discussion Instructions:  In your small group, consider the following questions that you will want to ask your supervisor so you are well-prepared for the session with the parents.
The family speaks some English, and an interpreter is also available.  The family has completed a brief intake form that includes a family history survey and a short checklist of questions about the medical history and exam.  The only positive finding on the checklist is that Antonia has a 2-year-old sibling, Yohannis, who does not talk much.
1.Based on this family history, should a geneticist/genetic counselor evaluate the family?
2.  If the checklist were negative, should the patient should be referred to a genetics professional and/or have genetic testing?

3.  What are the components of pre-test and post-test genetic counseling?  Who can provide this counseling?

4.  For those patients with hearing loss who are referred to a geneticist/genetic counselor, what are the benefits of having genetic testing?  For example, what are some of the informative findings that genetic testing might reveal in a child with bilateral sensorineural hearing loss?
5.  On the other hand, what are the limitations of genetic testing?

6.  If testing is carried out, who should discuss the results with the family?  Does the answer depend on whether the results are positive, negative, or inconclusive?

7.  What are the potential barriers to performing genetic testing, including psychosocial and financial factors?

8.  If the child is referred to the geneticist/genetic counselor and the parents prefer not to have testing, how should the health care professionals respond to the parents’ decision?
9.  Which of the following databases provide resources and other supports to parents of children with congenital hearing loss?  Select all that apply.  

A. GeneTests.org

B. National Organization of Rare Diseases

C. Online Mendelian Inheritance in Man

10.  Does the geneticist/genetic counselor continue to be involved in the care of children/adults with hearing loss after they are diagnosed?  If so, what is their role?

1 The screening procedures for newborns and infants are simple and painless, and can be done while the infant is resting quietly. The two common screening methods used with infants are otoacoustic emissions (OAEs) and auditory brainstem response (ABR). These tools can detect hearing loss averaging 30 to 40 decibels (dB) or more in the frequency region important for speech recognition, e.g., approximately 500–4000 Hertz (Hz). (ASLHA)

2 The auditory brainstem response (ABR) test gives information about the inner ear (cochlea) and brain pathways for hearing. This test is also sometimes referred to as auditory evoked potential (AEP). The test can be used with children or others who have a difficult time with conventional behavioral methods of hearing screening. The ABR is also indicated for a person with signs, symptoms, or complaints suggesting a type of hearing loss in the brain or a brain pathway. The ABR is performed by pasting electrodes on the head—similar to electrodes placed around the heart when an electrocardiogram is run—and recording brain wave activity in response to sound. The person being tested rests quietly or sleeps while the test is performed. No response is necessary. ABR can also be used as a screening test in newborn hearing screening programs. When used as a screening test, only one intensity or loudness level is checked, and the baby either passes or fails the screen. (ASLHA)

