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FROM A MEDICAL POINT OF VIEW

The Ichthyoses: Recent Research Update

Peter M. Elias, M.D.
San Francisco, CA 94121

In previous numbers of our newsletter
we have read a lot about the inheritance,
classification, and treatment of ichthy-
osis. These articles helped ta clarify what
both you as patients and we as doctors
already knew, namely that the ichthy-
oses are a very heterogeneous group of
diseases, no more related to one another
than are ulcers and constipation.

Now, there is also a growing body of
evidence that the ichthyoses are distinc-
tive pathologically, functionally, and bio-
chemically. There is much active research
in all of these arenas, fueled by one
strong suspicion that understanding the
ichthyoses, which are characterized by
the worst scaling, will provide valuable
clues into the mechanisms of normal skin
shedding. Moreover, knowledge of the
ichthyoses may provide clues into the
mechanism of scaling in more commaon
diseases like psoriasis and eczema.

Lamellar ichthyosis, which afflicts
a goodly number of our members, is
similar to psoriasis in that it is accom:
panied by increased turnover of skin
cells. That is, as shown by Drs. Phillip
Frost and Gerald Weinstein, skin cells
are dividing at at least twice the
normal rate. Moreover, both lamellar
ichthyosis and psoriasis are character-
ized by red skin (erythroderm) and
increased water loss from the skin,
Although to some extent increased cell
turnover may explain the scaling in
lamellar ichthyosis, it is probably not
the whole story. Increased stickiness
of stratum corneum cells (the outer-
most layers in the skin) also contrib-
utes to scaling. Recent evidence from
the laboratory of Drs. Mary Williams

and Peter Elas, supports that abnor-

mal lipids (fat substances) may accum-

ulate in the stratum corneum thereby
leading to increased stickiness. How-
ever, since lamellar ichthyosis is an
autosomal recessive disorder, it is
likely that a single cause will be found
for all of the abnormalities in lamellar
ichthvosis, namely red and “leaky”
skin as well as increased stickiness.

X-linked Ichthyosis (RXLI), is
another recessive form of ichthyosis,
which is more common than lamellar
ichthyosis, but less severe. Therefore,
we don’t have many members with
RXLL Yet, RXLI is also providing new
insights into the causes of scaling. Dr.
Larry Shapiro first found that patients
with RXLI lack steroid sulfatase, an
enzyme of steroid hormone and cho-
lesterol metabolism. Later, Drs. How-
ard Baden and Ervin H. Epstein, Jr.,
found that this enzyme was missing in
the scale and blood cells of RXLI
patients, and Drs. Mary Williams and
Peter Elias found that lack of the
enzyme leads to accumulation of cho-
lesterol sulfate in scale. This is vet
another clue that fat substances may
be important for the skin stickiness in
the ichthyoses.

Although these new findings in
lamellar ichthyosis and recessive x-
linked ichthyosis are very exciting, we
still have no idea how altered lipids
might lead to increased stickiness.

Epidermolytic hyperkeratosis
(EH), or bullous congenital ichthy-
osiform erythroderma, afflicts a
goodly proportion of our patients.
Since EH is an autosomal dominant

(familial) disorder, it is likely that it will
be more difficult to find a single cause
(missing enzyme) for this disease. EH
is also characterized by increased
turnover of skin cells and by abnor-
mally increased skin water loss. The
microscopic pathology is very distinc-
tive in EH, and this has permitted
pre-natal diagnosis of EH by skin
biopsy through a fetoscope. This excit-
ing development may presage the use
of pre-natal diagnosis for several other
skin diseases, as well.

By electron microscopy, Dr. Anton-
Lamprecht in Heidelberg has identified
abnormal-appearing protein fibers inside
EH skin cells .Therefore, in contrast to
lamellar ichthyoses and recessive x-linked
ichthyosis, EH may prove to be a protein,
rather than a lipid, abnormality.

Ironically, we know least of all about
the most common form of ichthyosis,
ichthyosis vulgaris. This autosomal
dominant (familial) disorder is very
common, but usually not severe: and
therefore, patients often ignore their dis-
ease. Often they think they simply have
bad “dry skin”, and indeed, it is often dif-
ficult to distinguish severe dry skin from
ichthyosis vulgaris. Both the turnover of
skin cells and skin water loss are normal
in ichthyosis vulgaris. Dr. Anton-
Lamprecht and others feel that ichthyosis
vulgaris also is a protein abnormality.
They have found a striking absence of
protein globules, called keratohyaline
granules in this disorder, in contrast to all
other forms of ichthyosis.

In future issues of the newsletter we will
try to keep our members alerted to new
discoveries in the ichthyoses.

Printing costs for this issue of Ichthyosis
Focus have been defraved by a grant from the
educational division of Hermal Pharmaceutical
Laboratories, Inc., Oak Hill, N.Y. 12460.




MICHIGAN CHAPTER

Nothing could be more shocking
than to find your newborn child has
been afflicted with a condition you
never heard of. There was no one to
talk to. NOBODY knew what our
daughter had. It wasn’t until weeks
after Quinn was born that we finally
found someone able to diagnose it.

At this time, we are not going to
rehash what happened or ask our-
selves "Why", etc., etc. It has hap-
pened and that's that.

We decided to become as active as
humanly possible in the Ichthyosis
Foundation so that maybe someday
we, or someone in our chapter, would

be able to offer comfort and under-
standing to a family that has experi-
enced the same as us. We believe no-
thing could be more important than to
have a successful Foundation. We have
just begun and we can only imagine
the amount of work necessary to do it
RIGHT. The fellowship and availability
to someone in need is priceless. That
alone, though, we don't believe will
keep a foundation going. We need
“Go-Getters” and “Hard-Chargers” to
make this happen.

Money is very important. We, per-
sonally, cannot wait to start generating
funds for the foundation. Barbara
Landwehr informs us every time we
call of the great need for money. Every-
thing costs! We have out-of-pocket
expenses already and haven't even
started.

Qur first telephone conversation
with Barbara Landwehr in February of
1981 was very enlightening. We are
espetially proud to have her as Presi-
dent ‘of the national foundation. She is
what we referred to earlier as a “go-
getter” and a “hard-charger”. We only
hope that we can be as successful and
energetic on the regional level.

We are looking forward to the re-
sponsibility of developing and operating
a chapter, and are especially proud to
be members of the National Ichthyosis
Foundation.

--Quinn, Carol & Dick Del.oughary

DO YOU
REALLY WANT
A WORKSHOP?

The cancellation of the December
Workshop was a tremendous disappoint-
ment to a great number of you. There
were a lot of questions you wanted
answered and you've waited a long time
for such an opportunity.

A workshop of such intensity takes a
lot more thanjust one persontodo all the
work. A committee needs to be formed -
a committee of people who are dedicated
to the common cause of understanding
and dealing with ichthvosis.

To volunteer means to attend at least
two organizational meetings at vour own
expense ... and a lot of hard work!

If this Workshop is really important to
you and you wish to be on the committee,
please write to Barbara Landwehr in care
of this newsletter no later than February
28, 1982.

A LIVING
MEMORIAL

So often money is wasted on flowers
that quickly die. Make your remem-
brance of your loved one a gift that will
live on, giving hope to those afflicted with
Ichthyosis. Such a gift will help the
National Ichthyosis Foundation reach
others with Ichthyosis, educate the
public, and assist in finding treatments.,

To make such a gift, just send us the
name and address of the persan you wish
to honor and remember. We will ac-
knowlege all gifts and notify the family of
this special tribute. The amount of the
donation will be confidential.

Give the gifts of love and hope! The
memory of your loved one will live on in
the lives of those with Ichthyosis as they
live more comfortable lives. What could
be more thoughtful or lasting?

OKLAHOMA CHAPTER

The following story was submit-
ted by Betty McMasters, president
of the Oklahoma Chapter and
member of our National Board of
Directors. Many of us, as parents,
have had these same feelings and
anxieties. Congratulations David &
Betty on the birth of yvour new
daughter.

Ichthyosis Families,

The 9 months wait was very hard to
take at times, but it was worth it. We
had a baby girl, 7 Ib. 14 oz. Pamela
Jean McMasters. Not even a trace of
dry skin.

Now to tell you my deep feelings of
how | felt through these 9 months.

| didn't want another child because
of the risk of facing another child with
Ichthyosis. Most of all, if this baby did
have Ichthyosis, he or she would have
to go through life with all the rude
people out in the world who can be so
harmful. As Katy, our 2 year old who
has Lamellar, gets older | have noticed
that it's not really the children who are

harmful but their PARENTS!

When Katy and | made our first trip
to the University of Seattle in
Washington, they ran tests on us
informing me that the chances of
having a second baby with mild Ichthy-
osis would be 50-50, with a 25%
chance of severe Ichthyosis. Just hav-
ing that thought go through our heads
was bad enough. On the other hand,
we thought that Katy needed a brother
or sister to grow up with. Of course,
we were in hopes of a baby boy, but
our new girl will do just fine!

I could have had a test done ahead
of time telling me if the baby had
Ichthyosis or not. The procedure
mvolves examining the fetus during the
16th - 18th week of pregnancy. This is
done with an instrument called a
fetoscope, but the procedure carries a
5-10% risk of miscarriage and only
three places in the country will do this
test! David & [ didn't want to go that
way.

| believe there is a reason for
everything that happens in this world.
If you have the faith in God, he has
answers to our many questions. It's
just a matter of time.

Hope everyvone had a nice Thanks-
giving Holiday. One of my dear family
came to Oklahoma from Kansas for
Thanksgiving. We had a nice visit on
Saturday.

Happy Holidays to all of you and may
God bless.
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The National Ichthyosis Foundation i1s a
charitable organization. All the money collect-
ed by it will be used for charitable purposes,
such as education, counselling, and ichthyosis
research. The organization’s major expenses
are mailing its newsletter and printing educa-
tional material. Articles of Incorporation as a
non-profit organization have been approved
by the California Secretary of State and its
Tax Exempt Status has been approved by the
California State Franchise Tax Board. All
contributions to the organization are deemed
tax-deductible under both California and

Federal law.
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