Polycystic Ovarian Syndrome
Polycystic ovarian syndrome (PCOS) is
a disorder that affects many women
who are in the reproductive age range.
The exact cause remains unknown, and
treatment is usually based on controlling
symptoms. There are at least three
criteria doctors use to diagnose PCOS and
they all involve evaluation of combinations
of high androgen levels, when the ovaries
do not produce an egg during a menstrual
cycle (anovulation), and cystic ovaries.
SYMPTOMS
Women with PCOS have a spectrum
of symptoms that can include obesity,
abnormal hair growth, abnormal periods,
insulin resistance or diabetes, abnormal
cholesterol, sleep apnea, and infertility.
Women with PCOS are usually
overweight. In fact, up to 80% are obese.
They can have impaired glucose levels,
and up to 10% are diabetic. Abnormal hair
growth, including dark, coarse, facial hair
in a male pattern, and acne can result from
the high androgen, or testosterone, levels
seen with PCOS. Most women also have
abnormal periods that occur with cycles
greater than 35 days apart. The abnormal
bleeding seen with PCOS is a sign that the
woman may not be ovulating regularly and
thus may have difficulties getting pregnant.
DIAGNOSIS
PCOS in adolescents can be confused
with other diagnoses, including normal
puberty. Many adolescents don’t have
regular periods for the first two years.
Some findings of PCOS overlap the
findings of normal puberty. Therefore, care
must be taken to make a reliable diagnosis
of PCOS in the adolescent age group.
Similarly, the diagnosis can be difficult
in the perimenopausal woman, since
abnormal bleeding patterns and other
symptoms that develop in this age group
can also be features of PCOS.
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ASSOCIATED RISKS
The excess androgen production from
the ovaries puts women with PCOS at
risk for other health issues. Because
of this, women with PCOS should be
routinely screened for diabetes, high blood
pressure, abnormal cholesterol levels,
obstructive sleep apnea, depression, fatty
liver disease, and anxiety. Over time,
women with PCOS can develop heart
and vascular disease. Development of
uterine, or endometrial cancer is 2.7 times
higher in women with PCOS, making the
lifetime risk for these women as high as
9%. PCOS is the most common cause of
infertility due to ovulatory abnormalities,
and subfertility is a characteristic of PCOS.
Medical complications of pregnancy
for women with PCOS can include
gestational diabetes, large babies, high
blood pressure, and preterm labor.
PREGNANCY WITH PCOS
Although women with PCOS have
lower than normal fertility rates, they
may become pregnant without medical
assistance. Therefore, contraception
should be used when desired. Weight
loss prior to achieving pregnancy is highly
recommended for women who are
overweight and obese. Weight loss of
as little as 5-10% can improve menstrual
function and fertility as well as decrease
the risks of pregnancy complications.
Metformin is a medication that can be
used to help achieve weight loss and treat
the insulin resistance associated with
PCOS. The anti-estrogen medications,
Clomiphene and Letrozol, are generally
considered first-line treatments for
women with PCOS who have infertility
due to ovulatory disorders. Further
assisted reproductive techniques may be
necessary and available for some women.
TREATMENT
Management of polycystic ovarian
syndrome depends on the specific,
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bothersome symptoms unique to each
woman. Since obesity contributes to
the metabolic syndrome seen with
PCOS, weight loss can improve the
endocrine aspects of PCOS by lowering
the androgen levels and decreasing
abnormal hair growth, glucose and lipid
levels, and resumption of normal menses.
Medical treatments do not cure or reverse
the diagnosis, but they can be used to
treat the excessive hair growth, acne,
or abnormal periods. Birth control pills
containing estrogen and progesterone
as well as topical creams and an oral
medication called Spironolactone may
help to reduce abnormal hair growth.
Birth control pills may also treat acne
and regulate menstrual bleeding.
Metformin reduces the effects of high
insulin levels and may lower testosterone
levels, as well. It is recommended in
conjunction with lifestyle therapy for
women with abnormal glucose levels or
diabetes, and Metformin may also provide
cardiovascular benefits and improve
the ovulatory function of the ovaries.
Protection of the uterine lining to decrease
the risk of uterine cancer can be achieved
by providing the progesterone that the
patient is missing due to anovulation.
Progesterone can be given in the form
of pills, an intrauterine device, or shots.
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Are Home Genetic Kits
Helpful or Hurtful?
When direct-to-consumer
genetic testing became
available, the genetics
community let out a collective
gasp.
Genetic information is not easily
understood and is often confusing for
patients and providers alike. However,
after hearing a presentation by a former
mentor, I began to rethink the concept
of increasing public access to genetic
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certain conditions. These variants are

professionals that have advanced
training in medical genetics and
counseling to interpret genetic

not known to actually cause disease.

test results, and to guide and
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support patients seeking more
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information about such things as:

that my risk for conditions like heart
disease and diabetes was reduced.
Then there were red upward arrows
next to conditions like obesity for which
I had an apparently increased risk.

• How inherited diseases
and conditions might affect
them or their families.
• How family and medical histories
may impact the chance of disease

to 23andMe, the most well-known

After further reading, three disorders

occurrence or recurrence.

company in this realm, and observe

in which they actually did assess

what the patient experience would be

for causation – breast cancer,

like. I opted for both the health-related

Alzheimer’s disease, and Parkinson

information and the ancestry component.

disease, were listed. I had to

testing. I decided to send in a sample

the health area first. There was a list of
conditions on the screen, but from my
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Genetic
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click through special screens to
get my result, waiving my desire
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From the chairman

Genetics continued from pg 1
to talk with a genetic counselor first. Admittedly, I was quite anxious as I got
through each barrier to finally reach the result. Fortunately, all were negative.

In the past two decades the information available to patients and their providers

But what if a person encountered this in the privacy of their home, without the support

has risen exponentially. Early in my career this was limited to textbooks, scientific

of a genetics provider?

publications and the brains of these providers. Quite simply the information

Another example was the Alzheimer’s test. This looks at a gene variant called APOE4,

has exceeded the capacity of the human brain and we now rely on electronic

and although this has been associated with late-onset Alzheimer’s disease, it is by

means to store and recall information necessary to care for our patients.

no means definitive that a person will succumb to this disease. Can that information

An area of intense exploration involves genetic information. Our genetic

are now clinical trials determining if initiating certain medication in asymptomatic,

makeup can not only increase the possibility of inherited disease but may also

but at-risk patients prior to the onset of symptoms can improve quality of life.

determine how we respond to various forms of treatment. It also may help

How else would a person know they could qualify for such treatment unless they

be adequately relayed to a person through the 23andMe portal? Additionally, there

research news

us reduce that risk by how we alter our diet, exercise and use preventative
medical and surgical treatment. Direct to consumer advertising for some
of these tests are being advertised and used by many individuals. This in
some cases is interesting information about our ancestors. When medical
information is provided it is frequently without a discussion about the
accuracy of testing, whether the testing for a given disease is being done
with contemporary methods or if this information is really desired by the
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individual. There are also issues of finding medical matters that affect your
family members and whether they really want to know this information.
In this issue of our newsletter we provide information about genetic testing.
If you are contemplating this for medical reasons or for entertainment value
consider discussing the matter with your provider. If the tests are unable to
provide the needed information consider a referral to a genetic counselor.
These well-trained providers, who are regrettably too few in number, will do
a complete family history, discuss the options for testing and make certain
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about a potential risk to their health.
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percent of people who have a single

to your providers about options for reducing your risk.

SLOS affects one in 20,000 to 60,000
newborns, with symptoms ranging
from mild learning and behavioral
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defective copy of the DHCR7 gene might
experience elevated levels of 7-DHC.
The health consequences of elevated

disorders tested for, but again if that had been discovered, how would a person process
that? Would they immediately assume they could pass this on to their children,
not fully understanding how recessive conditions are inherited? More questions.
Finally I turned to the ancestry section. Being of Middle Eastern descent,
nothing was surprising here with 95% of my DNA matching my ethnic
background. What I did learn was that I had a third cousin living in Israel
whose grandfather hailed from a small Jewish community in the city where
my father grew up. After having been raised in a Muslim household, it was
fascinating to know my paternal line actually had Jewish ancestry!
The power of accessing one’s genetic information became clear, but having
contextual knowledge regarding one’s own genetics is also important and
provides for a more meaningful experience with direct-to-consumer testing.
If you have a question on genetic counseling, please call Munroe Meyer Institute at 402-559-6418.

the developing brain of the unborn child,

Research conducted by Zeljka Korade,

Finally if testing for a medical condition is positive please talk

I continued on to the carrier section and found out that I was not a carrier of the

the defective DHCR7 gene. The resultant

you understand the consequences of knowing or not knowing information

Carl V. Smith, MD, FACOG
Chairman
Department of Obstetrics & Gynecology
College of Medicine
University of Nebraska Medical Center
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New health risks for patients with disorders of
cholesterol metabolism

underwent a test like 23andMe? Clearly all are good questions that need answers.

a study funded by the National Institute
of Mental Health grant Dr. Mirnics and
Dr. Korade are currently testing this
possibility using pregnant mouse models
with genetically altered DHCR7 genes.
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to talk with a genetic counselor first. Admittedly, I was quite anxious as I got
through each barrier to finally reach the result. Fortunately, all were negative.

In the past two decades the information available to patients and their providers

But what if a person encountered this in the privacy of their home, without the support
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us reduce that risk by how we alter our diet, exercise and use preventative
medical and surgical treatment. Direct to consumer advertising for some
of these tests are being advertised and used by many individuals. This in
some cases is interesting information about our ancestors. When medical
information is provided it is frequently without a discussion about the
accuracy of testing, whether the testing for a given disease is being done
with contemporary methods or if this information is really desired by the
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individual. There are also issues of finding medical matters that affect your
family members and whether they really want to know this information.
In this issue of our newsletter we provide information about genetic testing.
If you are contemplating this for medical reasons or for entertainment value
consider discussing the matter with your provider. If the tests are unable to
provide the needed information consider a referral to a genetic counselor.
These well-trained providers, who are regrettably too few in number, will do
a complete family history, discuss the options for testing and make certain
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disorders tested for, but again if that had been discovered, how would a person process
that? Would they immediately assume they could pass this on to their children,
not fully understanding how recessive conditions are inherited? More questions.
Finally I turned to the ancestry section. Being of Middle Eastern descent,
nothing was surprising here with 95% of my DNA matching my ethnic
background. What I did learn was that I had a third cousin living in Israel
whose grandfather hailed from a small Jewish community in the city where
my father grew up. After having been raised in a Muslim household, it was
fascinating to know my paternal line actually had Jewish ancestry!
The power of accessing one’s genetic information became clear, but having
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to talk with a genetic counselor first. Admittedly, I was quite anxious as I got
through each barrier to finally reach the result. Fortunately, all were negative.
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us reduce that risk by how we alter our diet, exercise and use preventative
medical and surgical treatment. Direct to consumer advertising for some
of these tests are being advertised and used by many individuals. This in
some cases is interesting information about our ancestors. When medical
information is provided it is frequently without a discussion about the
accuracy of testing, whether the testing for a given disease is being done
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individual. There are also issues of finding medical matters that affect your
family members and whether they really want to know this information.
In this issue of our newsletter we provide information about genetic testing.
If you are contemplating this for medical reasons or for entertainment value
consider discussing the matter with your provider. If the tests are unable to
provide the needed information consider a referral to a genetic counselor.
These well-trained providers, who are regrettably too few in number, will do
a complete family history, discuss the options for testing and make certain
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Polycystic Ovarian Syndrome
Polycystic ovarian syndrome (PCOS) is
a disorder that affects many women
who are in the reproductive age range.
The exact cause remains unknown, and
treatment is usually based on controlling
symptoms. There are at least three
criteria doctors use to diagnose PCOS and
they all involve evaluation of combinations
of high androgen levels, when the ovaries
do not produce an egg during a menstrual
cycle (anovulation), and cystic ovaries.
SYMPTOMS
Women with PCOS have a spectrum
of symptoms that can include obesity,
abnormal hair growth, abnormal periods,
insulin resistance or diabetes, abnormal
cholesterol, sleep apnea, and infertility.
Women with PCOS are usually
overweight. In fact, up to 80% are obese.
They can have impaired glucose levels,
and up to 10% are diabetic. Abnormal hair
growth, including dark, coarse, facial hair
in a male pattern, and acne can result from
the high androgen, or testosterone, levels
seen with PCOS. Most women also have
abnormal periods that occur with cycles
greater than 35 days apart. The abnormal
bleeding seen with PCOS is a sign that the
woman may not be ovulating regularly and
thus may have difficulties getting pregnant.
DIAGNOSIS
PCOS in adolescents can be confused
with other diagnoses, including normal
puberty. Many adolescents don’t have
regular periods for the first two years.
Some findings of PCOS overlap the
findings of normal puberty. Therefore, care
must be taken to make a reliable diagnosis
of PCOS in the adolescent age group.
Similarly, the diagnosis can be difficult
in the perimenopausal woman, since
abnormal bleeding patterns and other
symptoms that develop in this age group
can also be features of PCOS.
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ASSOCIATED RISKS
The excess androgen production from
the ovaries puts women with PCOS at
risk for other health issues. Because
of this, women with PCOS should be
routinely screened for diabetes, high blood
pressure, abnormal cholesterol levels,
obstructive sleep apnea, depression, fatty
liver disease, and anxiety. Over time,
women with PCOS can develop heart
and vascular disease. Development of
uterine, or endometrial cancer is 2.7 times
higher in women with PCOS, making the
lifetime risk for these women as high as
9%. PCOS is the most common cause of
infertility due to ovulatory abnormalities,
and subfertility is a characteristic of PCOS.
Medical complications of pregnancy
for women with PCOS can include
gestational diabetes, large babies, high
blood pressure, and preterm labor.
PREGNANCY WITH PCOS
Although women with PCOS have
lower than normal fertility rates, they
may become pregnant without medical
assistance. Therefore, contraception
should be used when desired. Weight
loss prior to achieving pregnancy is highly
recommended for women who are
overweight and obese. Weight loss of
as little as 5-10% can improve menstrual
function and fertility as well as decrease
the risks of pregnancy complications.
Metformin is a medication that can be
used to help achieve weight loss and treat
the insulin resistance associated with
PCOS. The anti-estrogen medications,
Clomiphene and Letrozol, are generally
considered first-line treatments for
women with PCOS who have infertility
due to ovulatory disorders. Further
assisted reproductive techniques may be
necessary and available for some women.
TREATMENT
Management of polycystic ovarian
syndrome depends on the specific,
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bothersome symptoms unique to each
woman. Since obesity contributes to
the metabolic syndrome seen with
PCOS, weight loss can improve the
endocrine aspects of PCOS by lowering
the androgen levels and decreasing
abnormal hair growth, glucose and lipid
levels, and resumption of normal menses.
Medical treatments do not cure or reverse
the diagnosis, but they can be used to
treat the excessive hair growth, acne,
or abnormal periods. Birth control pills
containing estrogen and progesterone
as well as topical creams and an oral
medication called Spironolactone may
help to reduce abnormal hair growth.
Birth control pills may also treat acne
and regulate menstrual bleeding.
Metformin reduces the effects of high
insulin levels and may lower testosterone
levels, as well. It is recommended in
conjunction with lifestyle therapy for
women with abnormal glucose levels or
diabetes, and Metformin may also provide
cardiovascular benefits and improve
the ovulatory function of the ovaries.
Protection of the uterine lining to decrease
the risk of uterine cancer can be achieved
by providing the progesterone that the
patient is missing due to anovulation.
Progesterone can be given in the form
of pills, an intrauterine device, or shots.
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Are Home Genetic Kits
Helpful or Hurtful?
When direct-to-consumer
genetic testing became
available, the genetics
community let out a collective
gasp.
Genetic information is not easily
understood and is often confusing for
patients and providers alike. However,
after hearing a presentation by a former
mentor, I began to rethink the concept
of increasing public access to genetic
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• Which genetic tests may or may
not be right for them, and what
those tests may or may not tell.
• How to make the most informed
choices about healthcare conditions.
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