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Today’s Presentation

Zebras – Autism, Sarcoid/Silicosis

Questions

Hunches – an AS case, 1 febrile seizure case

Genetic Quirks – HCM, the other PKD, Familial 

Colon Cancer (time permitting)
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Disclaimer

• Cases used in this presentation are real and not fictional

• AND

• No zebras, underwriters or medical directors were harmed in the making of this 

PowerPoint deck 
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Hunch #1

• Doctor, this is a male 44 years old smoker, 5'11'' 175lbs.  He has a rated history of Crohn's and 

Ankylosing Spondylitis.  I would simply need your opinion on the abdominal US results noted on page 

37 and the GI follow up on page 33 of the APS document: 

- Ileo-cecal Crohn’s stable for many years, terminal ileum resection in 2006 And R hemicolectomy in Oct 2008, due 

to fistulas.  

- Ankylosing spondylitis stable and doing well for many years treated with Imuran.

• - p.37: 08-2018, noting mild splenomegaly at 14.2cm (NORMAL 12 cm), diffuse hep steatosis, bottom 

of page mentions he was told of the results on Sept 14, 2018 and advised to discuss with his 

gastroenterologist 

• - p.33: the notes indicate that a CBC done in July 2018 noted WBC's at 2.7 and the GI specialist 

seems to note Leukopenia due to Imuran and suggested he reduce his dose.  Additionally there is 

slight elevation in total bilirubin in 2018

• There are no labs done since and no follow up with MD because of the fact that he has felt well.  

• In your opinion should we ask for a repeat abdominal US to further assess the mild 

splenomegaly (14.2cm) noted on the abdominal US in 2018? 
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Imuran hematologic side effects

• Marrow suppression
- Leukopenia in up to 27 % of patients 
- Mild leukopenia usually responds to a reduction in the daily dose of AZA

• Malignancy risk 
- small increased risk of malignancy
- increase in hematologic malignancies in patients with SLE
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Extraintestinal Crohn’s
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Extraarticular AS
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Hunch #1 – Poll Question

1. Can we offer knowing that there is splenomegaly and steatosis?

2. Does the Leukopenia bother you?

1. Would like a CBCD

2. Would like to know the status of Imuran

3. Leukopenia in the presence of splenomegaly is worrisome

4. All of the above

5. I am reassured that the doctor felt it was due to Imuran

3. Do we need any other labs? Imaging?

1. I’d like a repeat US – would like to see liver and spleen

2. I’d like a Comprehensive Metabolic Panel to look at LFTs

3. I’m fine with what we have now, I would offer

4. I’m fine with what we have now, would decline now
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Hunch #2 

• Dear Doctor, Please interpret the ECG. Client now age 4. ECG was done 

during investigation for complex febrile seizures in 7/19, when he was 2 years 

old. We postponed with reconsideration in three years.  

• 4-year-old with likely febrile seizures described as complex. There is evidence 

of normal development through 2019, nothing beyond that.  

• We maintain PP and r/c in 3 years.

• I reviewed the pediatric EKG and it was normal
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Febrile Seizures

• Age dependent

• 6 months to 6 years

• M>F 1.6:1

• Temp > 38 degrees Celsius

• Occurs in 2-4% of children in that bracket

• Simple – generalized less than 15 minutes and non-recurring

- Eventual recurring in 1/3 of children

- Epilepsy risk is slightly higher than general

• Complex – focal, prolonged or multiple in the 1st 24 hours

- Higher risk of recurrence and future epilepsy

- Todd’s paralysis

• Risk factors
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Hunch #3 – Poll Question

1. Can we offer now?

2. Do we want to postpone for 3 years for the febrile seizures?

3. What information would you need to feel comfortable with an offer now?
1. Clinical history

2. Clinical history and developmental assessment

3. Clinical history, developmental assessment, EEG

4. Clinical history, developmental assessment, EEG and MRI of the brain
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Genetic Quirk #1 

• Male 28-year-old for 500k

• Family history of hypertrophic cardiomyopathy diagnosed in father at age 28.  Father died 

at age 50 of complications from cardiomyopathy

• 1 brother died of complications from cardiomyopathy and 2 others with phenotypic 

evidence

• the client says he is being followed by a cardiologist and that the tests are normal

• last follow-up 1/2021 according to client

• recommended follow-up every 2 years

• if the tests are normal for him at 28 years old, could he develop cardiomyopathy in the 

future?

• your opinion please, refusal as is or possible rated offer.  thank you
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Genes (AD)-Genotype       Penetrance Phenotype
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How Huntington’s is different 

• 30-year male without significant past medical history applying for $1,000,000 in 

VUL coverage. 

• His mother was diagnosed with Huntington’s Chorea at age 40 when she 

began to have muscle fasciculations.  She was adopted and did not know her 

biological parents.

• He is completely asymptomatic.
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Underwriting Approach – Huntington’s
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How Huntington’s is different 

• 60-year male $1,000,000 in VUL coverage

• PMH: no admissions 

• His mother was diagnosed with Huntington’s Chorea at age 40 when she 

began to have muscle fasciculations.  She was adopted and did not know her 

biological parents.

• He is completely asymptomatic.
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Underwriting Approach – Huntington’s
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Genes (AD)-Genotype       Penetrance Phenotype
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Underwriting Approach – Hypertrophic Cardiomyopathy

Incomplete
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Genes (AD)-Genotype        Penetrance - Variable Expressivity 

Phenotype
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What’s the deal with HCM?

www.sciencedirect.com/science/article/pii/B9780128018125000056
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Causes of Death in HCM – It’s a SADD disease

www.labroots.com/tre

nding/cardiology/3965

/stem-cell-model-

hypertrophic-

cardiomyopathy
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Genetic Quirk#1- Poll Question

1. Do you offer now?

2. When would you feel comfortable offering?

1. Now

2. After 30 because that’s when these cases declare themselves most by

3. After 35 – worried about family history, especially early death and symptoms

4. Never

3. What do you need to make an offer?
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Genetic Quirk #2 - Poll Question

• 2-month-old child applying for $50K whose sibling died shortly after birth. Parents of this child are well 

and are insured with our company – policies were offered 5 years ago.  After the untimely death of the 

sibling, the parents requested an autopsy and detailed evaluation of the cause of death.  On genetic 

evaluation, the child was found to have autosomal recessive polycystic kidney disease.

• The parents were both carriers of this syndrome and therefore asymptomatic. They had been issued 

in the past at standard/preferred.

1. Are we comfortable with the fact that the parents were offered?

1. Yes

2. No

2. Did they misrepresent?

1. Yes

2. No

3. I don’t know

3. Is the misrepresentation material?

1. Yes

2. No
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Autosomal Recessive Inheritance
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Underwriting Approach – AR PKD
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Autosomal Recessive PKD

www.researchgate.net/figure/Autosomal-recessive-polycystic-

kidney-disease-ARPKD-A-Baby-with-distended-

abdomen_fig3_323054630
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Autosomal Recessive PKD

• This is an incredibly serious disease

• Death in the newborn period is between 30-50%.

• Today, with advances in medical science a fair amount of children live until 10 

years of age. Renal replacement has even allowed some to live beyond.

• KEEP IN MIND – this is not ADPKD which usually manifests in a person’s 40’s 

and 50’s and every affected individual has an affected parent
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Autosomal Recessive PKD

• The symptoms of autosomal recessive polycystic kidney disease (ARPKD) can 

vary significantly, even within the same family.

• Onset

- Before birth – ultrasound

• they have enlarged kidneys

• their lungs are underdeveloped

• there's a lack of amniotic fluid surrounding the baby

- After birth – clinical exam

• significant breathing difficulties – this is caused by the lungs being underdeveloped

• a swollen tummy (abdomen) – caused by enlargement of the kidneys

• Potter's syndrome – where a lack of amniotic fluid leads to deformities of the limbs, face and 

ears; Potter's syndrome is a possibility in severe cases of ARPKD
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Autosomal Recessive PKD

• High blood pressure

• Liver problems (cysts, fibrosis, portal hypertension/splenomegaly) and 

internal bleeding

• Excessive urination and thirst

• Feeding problems

• Failure to thrive Faltering growth

• Chronic kidney disease and kidney failure
- Nearly all, including the milder cases, develop kidney failure by the time they're 15 to 20 

years old.

- They'll need either a kidney transplant or dialysis
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Genetic Quirk #2 - continued

• In order to ascertain the health of future children, they performed embryo 

harvest and did genetic assessments on the harvests 

• They chose embryo # 4, now the 2-month-old applicant 
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Genetic Quirk #2 - continued

• Are we comfortable taking the parents at their word that embryo # 4 is this 2-

month-old applicant?

• Are we sure that cause of death of the first child was truly polycystic kidney 

disease?

• What are our thoughts of offering, given what we know about Florida law?

• What happens if these parents decide, in the name of solidarity for their 

deceased child to choose a carrier or affected embryo for a future pregnancy?

• How do we feel about the reputation risk to our company about using genetic 

selection as the foundation for underwriting this case?

• How does the fact that this is a $50K case factor into your decision making?
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Credit to Dr. Theodore Woodard (University of Maryland)

https://nerdwear.co/blogs/sciolis

t-blog/horses-not-zebras-

explanation
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Zebra # 1

• 18-year-old male who was diagnosed with Autism in 2015. 

• He had formal IQ testing of 72-77.  

• Anxiety disorder and was recommended sertraline by his psychiatrist, 

but he has continually refused to do so. 

• He has obsessive compulsive traits and regularly plays video games.

• He is not in any formal educational or vocational program – by his 

choice. He has a great relationship with his mother, but regularly fights 

with his sister.  
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Psychological diagnoses
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Autism

• Exists on a continuum
- Persistent deficits in social communication and interaction

- Repetitive patters of behavior, interests and activities

• More complex cases diagnosed in early childhood.  Milder cases may not be 

diagnosed until adulthood

• Masking features to blend – this may cause anxiety

• Intellectual disability may exist, but not the hallmark
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Prevalence

• 15-25/1000

• Males 4x greater prevalence than females

• Siblings can have 20% prevalence

• Intellectual Delay in 50%

• ADHD in 30%

• 25% as part of clinically defined syndromes
- Tuberous Sclerosis, Fragile X, Chromosomal Duplication syndromes, Angelman 

syndrome, Rett Syndrome, Syndromes of Macrocephaly, CHARGE Syndrome, Joubert 

Syndrome, Smith-Lemli-Opitz Syndrome and Timothy Syndrome
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Comorbid illness

• Seizures

• Lead poisoning

• Depression

• Anxiety 

• Hyperactivity

• Sleep disturbances

• Feeding and nutritional issues

• Impairments of daily living
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Severity
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Mortality



|  45DiameterHealth.com 

Confidential

Mortality
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Mortality Notes

• Adaptive social and communication strategies can improve mortality

• Suicide presents the greatest cause of mortality for high-functioning autistic 

patients
- In both those with and without documented psychiatric illness

- Social disengagement and greater insight; access

• Diseases are diagnosed late and in advanced presentation
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Zebra # 1

• 18-year-old male who was diagnosed with Autism in 2015. 

• He had formal IQ testing of 72-77.  

• Anxiety disorder and was recommended sertraline by his psychiatrist, but he has continually refused to 

do so. 

• He has obsessive compulsive traits and regularly plays video games.

• He is not in any formal educational or vocational program – by his choice. He has a great relationship 

with his mother, but regularly fights with his sister.  

• Do we offer?  What’s worrisome?

• Can we ever offer?

• What would we need for an offer?
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Zebra #2

• Male 19 years, applying for 500k

• occupation: miner

• Last followed in 9/2019

• hx stage 2 sarcoidosis diagnosed in 2017 - self-resolution without prednisone

• has always had hemoptysis

• PFT’s performed by his primary in 8/2019

• CT chest  9/2019

- appearance of micronodular involvement in the upper lobes/pulmonary involvement 2ndary to sarcoidosis (dx in 

2017) the rest seems stable

• Never saw a pulmonologist

• Due to micronodules in the upper lobes and hemoptysis present Std? or better to apply small rating

•

• your opinion please, thank you
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Sarcoid
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Silicosis
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Zebra #2

• Can we offer?

• What do we need in order to consider?

• Are we worried he has not seen a pulmonologist?

• Are we worried he has not been seen since 2019?



If Time Case
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Genetic Quirk #3

• Male Non-smoker Aged 50

• No APS on file

• no adverse med hx declared 

• Fhx: father colon ca at age 42

• insured had a colonoscopy in mar 2014 normal

• likely due for f/u colon screening ->> PP or could we consider now for small substandard 

rating
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Colon cancer risk
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Screening strategies for colon cancer

• A shift to age 45
- The USPSTF - 45 (Grade B) - strongest recommendation (Grade A) for initiating at age 

50 
- The American College of Gastroenterology (ACG) – 45
- Initiating screening at age 45 years is a “qualified” recommendation from the 

American Cancer Society (ACS)
- Initiating screening at age 50 years for average-risk adults is recommended by the 

Canadian Task Force on Preventive Health Care (CTFPHC), the European Council, the 
American Academy of Family Physicians (AAFP), and the American College of 
Physicians (ACP) 

• We continue to screen for CRC through age 75 years for average-risk 
patients, as long as their life expectancy is 10 years or greater. 
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Testing in CRC
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What tests to use?

• Colonoscopy every 10 years for most patients at average risk for CRC who 
are willing to undergo this procedure. 

- If unable or unwilling
- FIT for occult blood annually on a single sample, by multitarget stool DNA (MT-sDNA) 

testing every three years
- Computed tomography colonography (CTC) every five years 

• Other tests - sigmoidoscopy with FIT or with FOBT, sigmoidoscopy alone, 
FOBT alone, and capsule colonoscopy. 

• Colorectal screening should not be based on the result of a single office-
based FOBT performed following a digital rectal examination (DRE)

• Barium enemas are no longer recommended
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What about family history?
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Colon Cancer Syndromes

www.aafp.org/afp/2018/0115/hi-res/afp20180115p111-t2.gif
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Family history screening

www.aafp.org/afp/2018/0115/hi-res/afp20180115p111-t2.gif
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Genetic Quirk #3 - Poll Question

• Male Non-smoker Aged 50

• No APS on file

• no adverse med hx declared 

• Fhx: father colon ca at age 42

• insured had a colonoscopy in mar 2014 normal

• likely due for f/u colon screening ->> PP or could we consider now for small substandard rating

1. Offer now?

2. What would you need to offer?

3. Would you offer standard?

1. Yes

2. No

4. Preferred?

1. Yes

2. No

5. How would you handle polyps on cancer screening?

6. What about the law of large numbers?



Questions


