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rare diseases; experts guess there are
perhaps 100 cases worldwide. But for
this support group, there had been a for-
tunate confluence of circumstances. A
dedicated scientist in Montreal, Dr.
Nancy Braverman, who had spent dec-
ades studying the disorder, had per-
suaded the Canadian biotech compa-
ny’s president to take an interest in
RCDP, and to meet the families in Ala-
bama.

The company, Phenomenome Discov-
eries, had developed a set of compounds
that might restore a crucial missing in-
gredient in the bodies of children with
RCDP: plasmalogens, a type of fatty
acid found in cell membranes. The com-
pany had become interested in plasma-
logen levels because some evidence
suggested they were also low in people
with Alzheimer’s disease.

No one was depicting the compounds
developed by Phenomenome Discover-
ies, synthetic plasmalogen precursors,
as a cure for RCDP. But if they could
raise plasmalogen levels in the blood
and lungs of children with the disorder,
as they had in laboratory mice, Dr. Bra-
verman believed they might at least im-
prove the children’s respiratory func-
tion, possibly extending their lives.

“For us, getting another month with
your child or another year or another
five years — that’s kind of everything,”
Ms. Bedford said.

Answers were still a long way off, and
a number of hurdles remained before a
clinical trial could begin. Still, as the
parents prepared to meet with Dayan
Goodenowe, the president and chief ex-
ecutive of Phenomenome Discoveries,
they overflowed with questions.

What if the trial could not recruit
enough subjects, considering how few
and far between children with RCDP
were? What if the company could not
raise enough money to conduct it? And
worst of all, what if the experimental
treatment did not work?

“Is this really real?” Ms. Bedford,
who runs a frozen yogurt shop, Sweet
Marley’s, with her husband in Freder-
icksburg, Tex. “What, really, are our
chances?”

Drawn to a Doctor
To the families who gathered in Ala-

bama in June, Dr. Braverman was
something between a beloved aunt and
a rock star. She identified the gene mu-
tation that causes RCDP almost two
decades ago, and has devoted her ca-
reer to studying the disease and related
disorders. As a physician, she also gets
out of her lab to see patients and family
support groups.

About five years ago, Dr. Goodenowe
contacted her after learning she had en-
gineered mice to be plasmalogen-defi-
cient. They started collaborating, and
when Dr. Goodenowe’s plasmalogen
precursors raised plasmalogen levels in
the blood and lungs of Dr. Braverman’s
lab mice, they started discussing a clin-
ical trial for RCDP.

Dr. Goodenowe had never heard of
RCDP before connecting with Dr. Bra-
verman. “We didn’t even know these
people existed,” he said. “Now that we
have something, you have to find a way
to make it available to them.”

The drug — a combination of three
synthetic plasmalogen precursors — is
in the final stages of preclinical testing,
Dr. Goodenowe said. The company
plans to file an Investigational New
Drug Application with the Food and
Drug Administration next year, outlin-
ing how it would test the drug on the
children and what outcomes it would
seek. It is also seeking approval to test
one of the plasmalogen precursors on
Alzheimer’s disease patients.

Dr. Goodenowe believes that the
RCDP trial will be relatively inexpen-
sive, perhaps $5 million, and that the
money is within reach. If the Food and
Drug Administration allows the trial to
move forward, he hopes to work with a
larger company with expertise in drugs
for rare medical conditions, which
would bring the drug to market if the
trial succeeded.

But the vast majority of experimental
drugs never make it through the trial
phase, proving either unsafe or ineffec-
tive. A law known as the Orphan Drug
Act provides financial incentives for
pharmaceutical companies to develop
drugs for rare diseases, including tax
breaks and market exclusivity for seven
years. About 500 such drugs have gone
to market since the law’s passage in
1983, compared with fewer than 10 de-
veloped by the industry in the preced-
ing decade.

Interest in developing these drugs
has grown over the last decade, as com-
panies have managed to make steep
profits from some of them, sometimes
from different uses. (Botox, for exam-
ple, was originally approved as an or-
phan drug to treat uncontrolled blink-
ing.) But with more than 7,000 rare dis-
eases affecting some 30 million people
in the United States, the progress has
not been nearly fast enough for most
patients.

“Unfortunately there are many more
wastes of time than there are drugs that
make it,” said Peter L. Saltonstall, the
president and chief executive of the Na-
tional Organization for Rare Disorders,
a nonprofit advocacy group.

If the Food and Drug Administration
approves the 18-month trial, Dr. Good-
enowe said, participants will get the
drug in liquid form, perhaps two or
three times a day, starting next sum-
mer. Every six months, they will have to
travel to the Alfred I. duPont Hospital
for Children in Wilmington, Del., where
Dr. Michael Bober, a pediatric geneticist
who also attends the annual meeting,
will look for any changes not only in
lung function, but in mobility, growth,
neurological function and more.

Dr. Bober — “the buzzkill,” as Ms.
Bedford affectionately calls him — is
seeking to temper expectations.

Calling the preliminary results from
the mouse studies “encouraging,” he of-
fered a caveat. “We don’t want to get
too excited about the potential, without
sort of watching the rubber hit the
road.” And whether a drug is having an
effect “can be really difficult to tease out
if your working population is 10 or 20 pa-
tients,” Dr. Bober added. “It’s not like
we can give this drug to 20,000 people
and see what happens.”

Finding One Another
The families had found one another

through RhizoKids International, an ad-
vocacy group started by two mothers
whose babies had been born with RCDP
at the same hospital in Birmingham in
2007. Both children had since died, but
their mothers, Tracey Thomas and
Mary Ellis, still led the group, raising
between $50,000 and $70,000 a year for
the annual conference and for research.

At the time, Ms. Thomas and Ms. Ellis

scanned the Internet for information
about RCDP and could find only a few
scholarly articles, most written by Dr.
Braverman, an associate professor of
human genetics and pediatrics at
McGill University. They emailed her,
and she offered to travel to Alabama
with two research assistants to examine
their babies. That was how the annual
meeting was started in 2008, and Dr.
Braverman has come every year since,
joining a growing number of families at
a modest resort near Ms. Ellis’s home.

“Most times, researchers don’t get
that one-on-one time,” Ms. Thomas said.
“They are studying cells. They’re not
holding a child.”

There were 16 families at this year’s
meeting, from as far away as Brisbane,
Australia. Many of the younger children
were as small and light as babies, even
though they were well into toddler
stage. The oldest, a brother and sister
from Ohio, were 9 and 13, and their lon-
gevity was a source of cautious joy.

So was Marley Bedford, whose higher
plasmalogen levels make her unusual
among children with RCDP. She can
walk, talk and play, despite misshapen
bones, painful muscles and joints and
deteriorating vision. In comparison,
most children with RCDP never learn to
sit, walk, talk or feed themselves. Smil-
ing and laughing are the only develop-
mental milestone that most achieve, al-
though they also respond to familiar
voices and music — recorded bird songs
for one child, an Adele album for an-
other. “We would be very happy if we
could take a classic kid and make them
like Marley,” Dr. Bober said.

Ms. Peters had traded Facebook and
text messages with other RCDP fam-
ilies almost constantly since her son
Jude’s birth. Yet she dreaded coming to
the Alabama meeting.

“Every family that I’ve met has told

us that their first year coming, the thing
they feared the most was meeting the
older kids,” said Ms. Peters, 23, who
brought her husband, Sullivan; her par-
ents; and other family members for
support. “It’s a dose of reality, because
you see all the things they can’t do. But
at the same time it gives you a lot of
hope, because they’re still here.”

Jude was something of a celebrity,
thanks to his parents’ savvy use of so-
cial media to raise money for his care
and awareness about the disease. His
Facebook page had 32,000 followers,
and he got so much mail that Ms. Pe-
ters, who lives in Charlotte, N.C., had
rented him a post office box.

But Jude was at the opposite end of
the spectrum from Marley — a classic
case with very low plasmalogen levels
and severe respiratory and gastrointes-
tinal problems. He had been hospital-
ized five times since his birth in April
2014, and his mother had cried when
Ms. Bedford called her to tell her about
the potential treatment.

Jude and other children with RCDP
need lots of therapy for their rigid joints
and muscles. They ride in specially de-
signed strollers lined with foam or tow-
els to minimize discomfort. They have
to be held a particular way, to avoid
fractures or discomfort, and the yearly
meeting is one of the only places their
parents have no qualms handing them
to others. “It lightens the dullness of it
and gives you someone to relate to,”
Melinda Holladay of Alcolu, S.C., whose
8-year-old son, Ethan, has RCDP, said of
the gathering.

‘Talk to Us, Reach for Us’
Over the three-day meeting, Dr. Bob-

er and Dr. Braverman examined every
child, lying them on a table in a lakeside
cottage and collecting measurements

and other information for a patient reg-
istry financed by the RhizoKids Foun-
dation. The registry had yielded an-
other new development to share at the
conference: a growth chart to help par-
ents and doctors understand how much
weight children should be gaining to
prevent them from being overfed.

During Jude’s exam, he stared at the
lights overhead as the doctors puzzled
over two brief seizures he had suffered
earlier in the day. Wrapping up, Dr. Bob-
er asked about the clinical trial: What
kind of improvement would the parents
most like to see in Jude?

Ms. Peters did not know where to be-
gin. Stronger respiratory and immune
systems, she replied. The ability to “talk
to us, reach for us, hug us.”

Later, Dr. Goodenowe, his dress shirt
and pants contrasting with the families’
shorts and T-shirts, asked each a simi-
lar question. One of the biggest chal-
lenges, he told them, would be figuring
out “end points”: ways to evaluate
whether the drug was providing any
benefit.

“Knowing why she’s in pain,” an-
swered Mark Loyd of Vilonia, Ark., the
father of 2-year-old Makenna. “Not hav-
ing to troubleshoot everything.”

“To even think he could communicate
with us, or reach for things,” Ms. Holla-
day said of Ethan.

For Ms. Bedford, the most important
improvements would be in Marley’s
respiratory function and in her vision,
because she is going blind.

“If you could fix her attitude, that
would be fantastic,” she added, a teas-
ing reference to Marley’s stubbornness.

Everyone laughed. She had released
a pressure valve.

Dr. Goodenowe told the families that
he was hoping for 30 participants for the
trial. There were 24 children on the
RCDP patient registry, “but some of
those are kids that have passed away,”
Ms. Bedford pointed out quietly.

Dr. Goodenowe said a smaller group
would work, as long as they could figure
out how to objectively measure the
drug’s effects.

“Bringing your plasmalogen levels
up, and then seeing your function
change accordingly — that’s the bridge
we have to cross,” he said. “If you do not
show a functional benefit, nobody’s go-
ing to listen to you.”

On the night before they returned to
their separate lives, the families com-
pleted an annual ritual, releasing a flur-
ry of balloons with tiny LED lights in-
side. They rose like spirits over the lake,
a glowing memorial to the dead and a
hypnotic diversion from the realities
back on the ground.

For Jude’s family, those realities
reared up again shortly after the return
home from Alabama. His bowels froze
and became blocked, and he was hospi-
talized for a week. New tests showed al-
most constant epileptic activity in his
brain, and he is now on two seizure
medications. Ms. Peters said she took
comfort in the possibility of the trial,
even though it made her nervous.

“After meeting those people and
spending time with them and hearing
from them, I have gained a trust for
them,” she said. “They want to see
these children saved.”

From left at a gathering in Leesburg, Ala., Marley Bedford, 5, one of the most functional of children with an incurable genetic disorder; Aspen Tofel, 4; and Nicole Guenther, 8. 

Potential Treatment Offers Flicker of Hope for Rare Disease

“You don’t want to get your hopes up because — what if? What if it doesn’t happen? What if it doesn’t work out?”
Hannah Peters on a potential treatment for her son, Jude, who was born with rhizomelic chondrodysplasia punctata 

Dr. Nancy Braverman examined Jude Peters at the conference in Alabama for children with the disease. 
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