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Goals of this session

Connecting with a Center can benefit everyone in the HD 

family. This workshop will highlight Center services offered 

to:

ÅHD patients

ÅFamily members caring for someone with HD

ÅThose at-risk or who have undergone predictive testing 

This interactive workshop will address challenges in 

predictive testing, the HD prodrome, diagnosis and care for 

HD and JHD, and focus on support available for families



HDSA Center of Excellence Definition

Å43 elite centers throughout the US

ÅSelected for multidisciplinary care and expertise in

HD

ÅGoals: to provide state-of-the-art care, support,

resources and opportunities for research

participation to people and families affected by

HD



Mission

¢ƻ ǇǊƻǾƛŘŜ ƘŜƭǇ ŦƻǊ ǘƻŘŀȅ ΧΦΦ

ΧΧΦǘƘǊƻǳƎƘ ŀŎŎŜǎǎ ǘƻ ŎƭƛƴƛŎŀƭ ŎŀǊŜΣ 
outreach and education

AƴŘ ƘƻǇŜ ŦƻǊ ǘƻƳƻǊǊƻǿΧΧ

ΧΧΧthrough access to research



History

ÅHDSA Centers of Excellence (COE) began in 
1999
ïPilot Center: Emory University

ÅNext phase: 2000-2002
ï20 additional Centers 

ÅProgram revision 2014 with new COE levels
ïExpansion to 41 Centers and 6 COE partners

ïProgram expansion 2018: 43 Centers
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Benefits of the HDSA COEs

ÅIncreased access to care and services 

ÅProvides both clinicaland socialservices

ÅPromotes professionaland lay education 

ÅOffers HD clinical research opportunities

ÅWorks with HDSA locally and nationally to 
continually improve the lives of those affected 
by HD



Multidisciplinary Care for HD
ÅNeurologist

ÅGeneticist

ÅGenetic counselor

ÅPsychiatrist

ÅSocial Worker

ÅNeuropsychologist

ÅPhysical therapy
ÅSpeech therapy
ÅOccupational therapy
ÅPalliative care
ÅHospice



Scope of Care

ÅAccess to expert advice

ÅGenetic testing and predictive testing for HD

ÅManagement of the HD prodrome

ÅDiagnosis of Huntingtonôs disease

ÅRegular follow-up to monitor HD symptoms and 

plan for future needs

ÅAssistance with disability application

ÅFamily support 

ÅPotential enrollment in HD studies



Before we start our interactive 

scenarios, letôs review some 

background about HD



Huntingtingene (HTT) Ąhuntingtin protein

x

12
HD Collaborative Research Group  Cell72:971ς983

CAG repeat length

NORMAL < 26

Unstable 27 ς35

Reduced 
penetrance

36 - 38

Huntington's 
disease

>38

Juvenile HD >60,but 

sometimes less

HD is caused by an expansion in the number of CAG 
repeats in the huntingtin (HTT) gene.



How common is HD?

Myers RH. J Am Soc Exper Ther 2004;255-262

Å Each child with a parent 
with HD has a 50% chance 
of inheriting the disease.

Å May arise earlier in those 
who inherit HD from their 
father

Å 10% of cases arise in 
families without hx of HD.

When do people get HD?

HD is seen in 1/2500 ς
1/10,000  people 
worldwide.



HD TI MELINE

AT-RISK PRODROMAL
MOTOR MANI FEST

ADVANCED-HD

Cognitive Symptomséééééééééé...éé..

Psychiatric Symptomsééé..éé.é..é..

Chorea, dystonia, fallsé.........é.

Weight loss, total careé

All patients require coordinated multidisciplinary care throughout the 
course of disease

Psychosocial Concernsééééééééééééé..éé..é..

HD over the Life Cycle

CourtesyMary Edmondson,MD



HD scenarios 1 - 5

Note: these scenarios and the names used are 

fictitious and not based on any specific patients or 

families.

The scenarios illustrate issues commonly seen within 

HD families and are designed to stimulate thoughtful 

discussion.



Scenario 1: Ronô s story

Å Denise, 41,  is worried about her husband Ron, 42. Theyôve been married for 

18 years and have two teenagers. Ronôs mother was diagnosed with HD 

when he was in college. Very much in love, they understood that HD was a 

possibility for Ron and hoped that he would not inherit the disease. Ron 

decided that he would not want to test for the HD gene expansion, and 

Denise supported his decision.

Å For the last year or two Ron has been more irritable and moody. He seems 

more withdrawn and doesnôt initiate conversations.  Heôs had some difficulty 

at work and angrily complains that his supervisor has written him up twice for 

minor errors. He sometimes forgets to shave or brush his teeth before leaving 

for work, and he is angered when Denise reminds him about this.

Å Denise notices that Ron fidgets when heôs watching TV, and heôs become 

very restless in bed. Heôs had two falls in recent months.



Ronôs story, continued

Å When Denise tries to discuss her concerns with Ron, he dismisses 

her and tells her sheôs been more moody.

Å She suggests that Ron see his primary care physician, but he 

angrily tells her that sheôs the one who needs help.

Å What concerns do you have about Ron and Denise?

Å Are there any steps that she can take?



Sometimes HD is the elephant in the room. 

ÅWhat would happen if we didnôt try so hard to ignore it?

Å Commonly, HD patients avoid and delay seeking diagnosis and 
treatment.

ÅWhat are the issues that prevent people at risk who may be 
symptomatic, their families, friends and loved ones from discussing 
a possible diagnosis of HD?

Å Are there any other medical diagnoses that we try so hard to avoid?



Benef its of  HD Diagnosis

Å Permits early symptom management: evaluation, education, treatment 
and anticipatory guidance

Å Relieves uncertainty

Å Allows patients to decide how they would like to be cared for while 
still able to make informed decisions

ÅMay open doors for those who choose to:

ïParticipate in research

ïBecome more fully involved in 

the HD family community

ïFind spiritual meaning in illness

ïClarify lifeôs priorities



Ronôs story, continued
Å Ron agrees to be seen at the HDSA Center of Excellence. Heôs seen by 

the neurologist, the social worker and the genetic counselor. His 

neurological exam shows clear signs of early-stage HD and he agrees to 

have a blood draw for genetic testing. 

Å The COE team provides Ron and Denise with information about HD. They 

discuss his job performance issues and whether and when he might qualify 

for disability. The neurologist recommends that he start taking a medication 

for depression, undergo formal cognitive testing, regulate his sleep-wake 

cycle, follow a heart-healthy diet and increase his exercise. 

Å Ron returns a month later and learns that his genetic testing is positive for 

HD, with 42 and 17 CAG repeats. His mood has improved since starting 

medication, and he is coming to terms with his diagnosis of HD. Ron and 

Denise join the local HD support group.

Å Ron decides to volunteer for an HD research study.


