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Background Information

Rachael moved to Bend, Oregon, with her father, who signed her
up for mobility training. Rachael learned to use a black-and-white
cane she named Moo-Moo Cow. Later people made fun of her cane,
and she never used it again.

Shortly after my sixth birthday we visited Dr. Weleber in Portland. I was
taken to an examination room and helped into an enormous chair. The arm-
rests were so tall that when I placed my elbows on them my shoulders shrugged
up around my ears. There was not so much as a pinprick of light entering this
room. I felt claustrophobic and had an unreasonable fear that if I should try to
breathe too deeply I might suck the blackness into my lungs and suffocate.

Dad was in the room with me. Knowing he was there reassured me, but still I
felt alone and vulnerable. A bad thing could happen and Daddy would not be able
to find me in the dark. Any old monster could be lurking in the evil darkness. I
squirmed in the leather chair and could feel the bottom of the headrest touch-
ing the top of my head. I had a suspicion the chair might try to swallow me.

“Daddy.” My voice seemed puny in all the blackness.

“I'm right here, sweetie,” he called. His voice was strong and reassuring. It
helped to bolster me.

“Daddy, do you want to sing with me?”
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- The Diagnosis

“Sure. What do you want to sing?”

At that time I was obsessed with The Sound of Music. I was constantly play-
ing the sound track. We sang “Do-Re-Mi” and “My Favorite Things,” and we
sang “Climb Every Mountain.” As our voices blended together the blackness
was not nearly so oppressive.

I don’t know how he found his way into and across the room, but Dr. Weleber
was suddenly there, standing next to me.

“How are we doing today, young lady?”
“Fine,” my voice squeaked.

Someone else was in the room, and from the lightness of the footsteps I
assumed this other person was a woman. Dr. Weleber spoke, saying they were
going to administer a series of tests. “Relax,” he directed. He said it would take
only a few minutes. I felt hands on my head and fingers probing here and there.
I think they applied some type of goop and then fastened tiny suction cups
to my scalp with wires running from them. I knew about the cups and wires
because I reached up and felt one of them. An apparatus was fitted over my
head. Dr. Weleber called it a spaceman’s helmet. That made it fun. I fantasized I
was a spaceman floating in the black void of the universe.

After handing me a handheld device and instructing me how to push a but-
ton in the center, the doctor and his assistant exited the room. I was left with
Dad, out there somewhere, and the raspy sound of my own breathing.

I was thinking that I wanted to scratch my scalp and was wondering how I
could go about it when a small light exploded in front of my eyes. It was like a
tiny star exploding. This was followed by more bursts of light.

“When you see the color red, push the button,” Dr. Weleber’s voice com-
manded.

I saw a red light, pushed the button, and Dr. Weleber asked me to describe
where, in my field of vision, I had seen it. And then I was supposed to respond
to other colors when I saw them. It was wonderful, incredible, mind-boggling,
this show of pulsating lights that sparkled, twinkled brightly, and winked out.
For the first time in my life [ witnessed the entire spectrum of color as though
it were a sparkling rainbow painted across a galaxy of shooting stars. The vivid
images of light and color burned into my retina and into my mind.

All too quickly the test was concluded and the overhead fluorescent lights
were flipped on. The harshness of these lights gave me an instant headache, a
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headache so acute I thought I was going to be sick to my stomach. The space-
man’s helmet was removed and they pulled off the electrodes and tried to wipe
away the goop that had affixed them to my scalp.

When Dad and I left the office that day we still did not have any answers
about a diagnosis of my visual problems. Dr. Weleber sent us home with a single
request: “Can you come back next week? We will have the results of the tests
by then.”

After years of waiting, Dr. Weleber had a definitive answer. We met him in
his office the following week and he did not waste time on idle chitchat or pre-
paring us for the results. The minute he entered the room he started talking.

“Without a doubt Rachael has a rare disease called congenital achromatopsia.
It causes nearsightedness, farsightedness, and color blindness.”

Dad wanted to know, “What can we do about it? Is there a cure?”

“AsTsaid, this condition is extremely rare,” explained Dr. Weleber. “It was only
discovered in the past couple decades. Fewer than one hundred people have
been diagnosed. We estimate about one out of every one hundred and eighty
thousand people in the world will be stricken with congenital achromatopsia.”

Mom was with us that day and she asked, “How did she get it?”

Dr. Weleber was blunt. “Congenital achromatopsia is a genetic condition and
both parents must have recessive genes to pass it on to their offspring.”

“Will she get better?” Dad asked.

“To be frank, we know very little about congenital achromatopsia. But I can
tell you we believe the eyesight she has is stable. But anyone stricken with this
condition is susceptible to any, and every, change in light conditions. Tracing
past history of patients diagnosed with congenital achromatopsia, we find
nearly all have complained that teachers, employers, and even spouses have
accused them of faking their lack of vision. Most individuals report they have
suffered socially, academically, and financially. We have only scratched the sur-
face of researching and learning about this particular condition.”

“What can we do?” Mom asked.

Dr. Weleber shrugged his shoulders. “Sunglasses might help, but only so
much.”

Dad came upright in his chair. “Sunglasses? That’s all you have to offer? Sun-

glasses?”

- No End in Sight
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“I'm afraid so,” Dr. Weleber stated.

We had waited six years for a diagnosis, and now that we had an answer Dad
wanted to know, “Can you tell me how this is going to impact Rachael?”

“No. That is beyond the scope of my knowledge. I know about the science
of retinal diseases. I do not know about the social implications. But there are
other people who can help to answer your questions.”

Dad was trying to wrap his mind around everything that had transpired and
gauge what the future might hold. “So you're basically saying Rachael will just
have to adjust to being blind?”

“Precisely. And now that we have made the diagnosis there is nothing more
that we can do here at OHSU. But rest assured, if there are any scientific devel-
opments you will be notified. And of course, it goes without saying, if your
daughter has any significant change with her vision, which we do not antici-
pate, please advise us immediately.”

With that said, Dr. Weleber stood, shook hands with Dad and then Mom,
patted me on the top of the head, and, as he walked from the room, tossed over
his shoulder, “Well, good luck and good-bye.”

And then he was gone. My parents sat for a few moments, their faces drawn
and colorless. Dad was the first to rise. When we left the room that day I was
between my parents, holding hands with both of them.





