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Genome readers honor genetic counselors
who interpret complexity with compassion.
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It’s an ordinary day — taking phone calls, reviewing lab results,
and a 1 p.m. visit with a mom and her baby who had an abnormal

not expecting a call from anyone, expertly answers questions from

It is, as expected, an anxiety-provoking discussion, and Alena is

“knowledge seekers,” and provides support for those who prefer

endlessly patient as the mom asks a third and a fourth time: What

to avoid information. She can support most panicked parents. She

We do not know if the baby has an inborn error of metabolism.

is the diagnosis? What should I expect? Is my daughter okay? Alena

gently guides the busy primary care provider who really doesn’t

The uncertainty is not unusual in our world; it is hard for the family,

explains the reasons for uncertainty, reminds the mom of the pos-

have time or provides detailed information to the primary care

but we have a lot of experience explaining the situation and trying

sibility that all will be well, and describes how we will work as a

provider who wants to understand. She meets the family for the

to help the family cope. Today, however, we are pretty stressed as we

team with the mom and her pediatrician. She answers the mom’s

diagnostic testing, makes sure it goes to the right lab and that it’s

prepare for the visit, because the concern is for mitochondrial dis-

questions about how this might affect the rest of the family and then

the best testing with lowest out-of-pocket expenses to the family.

ease. This means that we don’t have testing guaranteed to make or

patiently and thoroughly answers again the same questions about

She gets the test results and, most of the time, has the pleasure of

exclude a diagnosis, and we have to talk about significant risk to the

diagnosis and future health.

telling the family that all is clear. Sometimes, though, she has to

biochemistry that persisted after an abnormal newborn screen.

health of the baby and to other family members. Since a language

At 4 p.m., Alena is completing the paperwork for and preparing

interpreter is not available, we have to use a translator on the phone.

to deliver the sample. The visit went well; despite anxiety, the mom

I have worked with many other excellent genetic counselors over

Alena has everything ready. Over the past weeks, Alena has been

feels her questions were answered and that we have a plan. We call

the years. Genetic counseling around newborn screening gets more

the pediatrician and fill her in.

challenging year by year as we have more conditions, more diagnos-

working with the family and the pediatrician to get several blood

do the hard job of telling the family that there really is a problem.

and urine tests and has been working to support the mom through

Alena tells me how much she wanted to just reassure the mom

tic testing, more confusion in the insurance coverage and access to

the process. She knows the mom is anxious and that we might make

that all will be well, but we know that dealing with abnormal results

testing, and more demands on our time. Alena brings to this role

her more anxious today, so she has prepared materials to help the

and uncertainty is the hard stuff that she is trained for, to be able to

deep caring for each and every baby. Seeing Alena rocking a fussy

mom understand what we have to discuss.

help the family to understand and cope with the facts and the risks,

baby while explaining mitochondrial genetic testing to a mom with

whatever they may be.

a Russian translator on the phone — she is truly a Code Talker.

The visit lasts until about 3:30 p.m. I’m in and out of the room —
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options, Alena holds the baby, who becomes fussy at nap time.

Alena is with the mom for the whole visit. In between talking with

Alena takes calls from the state health department regarding an

the mom about genetics, biochemistry, uncertainty, and testing

abnormal result, talks compassionately with the family who was

Alena tells me how much she
wanted to just reassure the mom
that all will be well, but we
know that dealing with abnormal
results and uncertainty is the
hard stuff that she is trained for,
to be able to help the family to
understand and cope with the facts
and the risks, whatever they
may be.
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