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Pyruvate Dehydrogenase Complex 
Deficiency (PDCD) Patient and Caregiver 
Survey

As part of the Patient-led Listening Session with the U.S. Food & Drug 
Administration for Pyruvate Dehydrogenase Complex Deficiency 
(PDCD) on September 8, 2023, patient advocacy groups the United 
Mitochondrial Disease Foundation, MitoAction, Hope for PDCD, and 
The Elizabeth Watt PDCD Research Fund conducted a survey of 
patients and caregivers to patients affected by PDCD across the globe. 

The survey was distributed in July of 2023, with 57 patients or 
caregivers participating who identified as having a clinical or genetic 
diagnosis of PDCD. 

In total, the survey asked 36 questions to help better understand the 
PDCD community. To ensure the data remains de-identified, we’ve 
removed some survey results including answers to the first three 
questions. 

Should you have any questions regarding this survey, feel free to 
reach out to support@umdf.org. 
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Q4: Where do you currently reside?
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Q4: Where do you currently reside?
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

814.04%US Pacific (AK, CA, HI, OR, WA)

47.02%US West and Mountain (AZ, CO, ID, 
MT, NM, NV, UT, WY)

1119.30%US Midwest (IA, IL, IN, KS, MI, MN, 
MO, ND, NE, OH, WI)

1119.30%US South (AL, AR, DE, FL, GA, KY, 
LA, MD, MS, NC, OK, SC, TN, TX, 
VA, WV)

1628.07%US Northeast and New England 
(CT, NH, NJ, NY, MA, ME, PA, RI, 
VT)

00%North America/Canada

00%Central America/Mexico

00%Asia

11.75%Africa

23.51%Australia

47.02%Europe

00%Middle East

00%South America

00%Other (please specify)

57TOTAL
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Q5: Do you live in:
Answered: 57   Skipped: 0
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Q5: Do you live in:
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

1526.32%a city

915.79%a rural area

3357.89%a suburban area

57TOTAL
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Q6: How old is the individual with PDCD?
Answered: 57   Skipped: 0
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Q6: How old is the individual with PDCD?
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

1221.05%0-2 years old

814.04%3-5 years old

1628.07%6-10 years old

1017.54%11-17 years old

23.51%18-21 years old

915.79%Adult

00%Other

57TOTAL
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Q7: At what age were you, or the individual you care for, diagnosed with 
PDCD?
Answered: 57   Skipped: 0
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Q7: At what age were you, or the individual you care for, diagnosed with 
PDCD?
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

3764.91%0-2 years old

58.77%3-5 years old

47.02%6-10 years old

11.75%11-17 years old

23.51%18-21 years old

58.77%Adult

35.26%Other

57TOTAL
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Q8: For you, or the individual you care for, what was the age of onset of 
symptoms?
Answered: 57   Skipped: 0
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Q8: For you, or the individual you care for, what was the age of onset of 
symptoms?
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

4782.46%0-2 years old

23.51%3-5 years old

11.75%6-10 years old

00%11-17 years old

00%18-21 years old

35.26%Adult

47.02%Other

57TOTAL
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Q9: How was the diagnosis confirmed?
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Q9: How was the diagnosis confirmed?
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

5392.98%Genetic testing

00%Newborn Screening

35.26%Other testing

11.75%If unconfirmed, please comment

00%If other, please comment

57TOTAL
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Q10: What is the specific gene mutation?
Answered: 57   Skipped: 0
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Q10: What is the specific gene mutation?
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

4884.21%PDHA1

00%DLAT

00%E38P (PDHX)

11.75%PDHB

00%PDPA

11.75%Other

712.28%If other, please specify

57TOTAL
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Q11: On a scale of 1 to 3, what is the current level of 
intellectual/developmental disability for you or the person with PDCD:
Answered: 57   Skipped: 0
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Q11: On a scale of 1 to 3, what is the current level of 
intellectual/developmental disability for you or the person with PDCD:
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

3968.42%Highly impaired (profound 
developmental or cognitive delay, 
needs significant support to do 
age-appropriate activities and 
tasks)

915.79%Somewhat impaired (learning 
disability or moderate 
developmental delays, can do 
some age-appropriate activities 
and tasks)

915.79%Little/mild impairment (able to do 
most or all age-appropriate 
activities and tasks)

57TOTAL
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Q12: Please select the answer that best describes the current stage of 
physical disability for you or the individual for whom you care.
Answered: 57   Skipped: 0
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Q12: Please select the answer that best describes the current stage of 
physical disability for you or the individual for whom you care.
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

35.26%Minimal disability.

1017.54%Symptoms present but mild, able 
to walk and capable of leading 
independent life.

47.02%Symptoms are significant. Require 
regular or periodic holding on to 
wall or another person for stability 
and walking.

35.26%Walking requires a walker or other 
aid such as a service dog. May use 
a wheelchair or scooter for some 
activities or to conserve energy. 
Can perform several activities of 
daily living. Ability may vary from 
day to day.

712.28%Not able to walk, uses a wheelchair 
exclusively. Can perform some 
activities of daily living that do not 
require standing or walking.

3052.63%Severe disability, dependency on 
others for assistance with all 
activities of daily living.

57TOTAL
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Q13: Thinking about activities of daily living, to what degree does the 
person with PDCD currently need support:
Answered: 57   Skipped: 0
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Q13: Thinking about activities of daily living, to what degree does the 
person with PDCD currently need support:
Answered: 57   Skipped: 0

WEIGHTED 
AVERAGE

TOTALRARELY OR 
NEVER 
NEEDS 

SUPPORT

SOMETIME
S NEEDS 

SUPPORT

ALWAYS 
NEEDS 
SOME 

SUPPORT

ALWAYS 
NEEDS 

FULL 
SUPPORT

1.63577.02%
4

17.54%
10

7.02%
4

68.42%
39

Mobility 
(walking, 
sitting to 
standing, 
getting 
around)

1.635710.53%
6

8.77%
5

14.04%
8

66.67%
38

Feeding 
(eating, 
including 
getting food 
from plate to 
mouth, 
chewing, 
swallowing)

1.395710.53%
6

0%
0

7.02%
4

82.46%
47

Toileting/Hyg
iene 
(urinating, 
controlling 
bowell 
movements, 
bathing, 
cleaning 
oneself)

1.565710.53%
6

3.51%
2

17.54%
10

68.42%
39

Communicati
ng (sharing 
needs/prefer
ences, asking 
for help, 
managing 
phone/email
/text)
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Q14: Does the person with PDCD attend school or a equivalent 
specialized program?
Answered: 57   Skipped: 0
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Q14: Does the person with PDCD attend school or a equivalent 
specialized program?
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

3459.65%Yes

2340.35%No

57TOTAL
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Q15: Select signs, symptoms, and health effects of PDCD that most 
impact your daily quality of life. Select ALL that apply.
Answered: 57   Skipped: 0
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Q15: Select signs, symptoms, and health effects of PDCD that most 
impact your daily quality of life. Select ALL that apply.
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

3256.14%Chronic Fatigue (including tiredness, 
excessive sleeping, brain fog or mental 
fatigue)

2747.37%Dystonia, spasticity, paralysis

915.79%Respiratory issues/shortness of 
breath/tachypnea (breathing fast)

4884.21%Muscle Weakness/hypotonia

3256.14%Gastrointestinal Problems 
(Gastroparesis, acid reflux, constipation, 
diarrhea, nausea, GI pain)

2442.11%Exercise Intolerance

3357.89%Sleep Difficulties (sleep apnea, insomnia, 
restless leg syndrome, narcolepsy)

1729.82%Dysautonomia (Autonomic nervous 
systems problems, dizziness, difficulty 
with temperature modulation, low blood 
sugar, blood pressure issues)

610.53%Headache (including migraine 
headaches)

1119.30%Pain (including Nerve Pain, Numbness, 
neuropathy, muscle pain, joint pain)

Q15 continued on next page
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Q15: CONTINUED -- Select signs, symptoms, and health effects of PDCD 
that most impact your daily quality of life. Select ALL that apply.
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

1119.30%Pain (including Nerve Pain, Numbness, 
neuropathy, muscle pain, joint pain)

2442.11%Seizures

2238.60%Lactic Acidosis

1831.58%Eye Muscle Problems (including droopy 
eyelids, limited eye movement)

915.79%Mental Health Concerns (depression, 
anxiety, bipolar disorders, mood 
disorders)

3154.39%Ataxia, Coordination, or Balance 
Problems

2849.12%Impaired Vision

47.02%Dehydration

4782.46%Delayed Milestones (including 
developmental delays)

4171.93%Speech Problems

2645.61%Swallowing Difficulties

1221.05%Difficulty Maintaining Ideal 
Weight/Failure to Thrive

712.28%Heart Rhythm Problems

508TOTAL
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Q16: As PDCD disease progresses, the development or progression of 
which of the following symptoms worries you the most? Select up to 5
Answered: 57   Skipped: 0
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Q16: As PDCD disease progresses, the development or progression of 
which of the following symptoms worries you the most? Select up to 5
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

1526.32%Chronic Fatigue (including 
tiredness, excessive sleeping, brain 
fog or mental fatigue)

1526.32%Dystonia, spasticity, paralysis

1831.58%Respiratory issues/shortness of 
breath/Tachypnea (breathing fast)

1729.82%Muscle Weakness/hypotonia

1424.56%Gastrointestinal Problems 
(Gastroparesis, acid reflux, 
constipation, diarrhea, nausea, GI 
pain)

47.02%Exercise Intolerance

1831.58%Sleep Difficulties (sleep apnea, 
insomnia, restless leg syndrome, 
narcolepsy)

1221.05%Dysautonomia (Autonomic nervous 
systems problems, dizziness, 
difficulty with temperature 
modulation, low blood sugar, 
blood pressure issues)

11.75%Headache (including migraine 
headaches)

Q16 continued on next page
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Q16: CONTINUED - As PDCD disease progresses, the development or 
progression of which of the following symptoms worries you the most? 
Select up to 5
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

2950.88%Seizures

2238.60%Lactic Acidosis

11.75%Eye Muscle Problems (including 
droopy eyelids, limited eye 
movement)

712.28%Mental Health Concerns 
(depression, anxiety, bipolar 
disorders, mood disorders)

712.28%Ataxia, Coordination, Balance 
Problems

35.26%Impaired Vision

11.75%Dehydration

1831.58%Delayed Milestones (including 
developmental delays)

1119.30%Speech Problems

915.79%Swallowing Difficulties

47.02%Difficulty Maintaining Ideal 
Weight/Failure to Thrive

47.02%Heart Rhythm Problems

247TOTAL
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Q17: What specific activities of daily life are most important to you that 
you (or the person for whom you care) are NOT able to do because of 
PDCD? Select TOP 5
Answered: 55   Skipped: 2
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Q17: What specific activities of daily life are most important to you that 
you (or the person for whom you care) are NOT able to do because of 
PDCD? Select TOP 5
Answered: 55   Skipped: 2

RESPONSESANSWER CHOICES

2240.0%Toileting Independently

610.91%Managing bills, finances, and 
schedules to have a job or 
otherwise live independently

47.27%Preparing a meal, following 
instructions and using the kitchen 
safely

11.82%Housekeeping

610.91%Managing medications and 
appointments

916.36%Having a hobby or ability to do 
activities alone or with peers

35.45%Use a computer, iPad or other 
device for learning and leisure

59.09%Communicating with others using 
technology (email, text, chat)

1527.27%Socializing, having friends or peers

1629.09%Learning (ability to learn, reading, 
comprehension)

Q17 continued on next page
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Q17: CONTINUED - What specific activities of daily life are most 
important to you that you (or the person for whom you care) are NOT 
able to do because of PDCD? Select TOP 5
Answered: 55   Skipped: 2

RESPONSESANSWER CHOICES

35.45%Driving/Transportation

3360.0%Communication - speaking with 
others and being understood

1629.09%Personal hygiene, taking a shower, 
bathing or dressing independently

2850.91%Moving around independently and 
safely

35.45%Writing and typing

2138.18%Feeding oneself, cutting food and 
handling utensils

2952.73%Walking and standing 
independently

712.73%Manipulating small objects (e.g., a 
key, picking up items)

00%Reading books, seeing a computer 
screen or phone

1120.0%Sitting unaided

1018.18%Transferring independently (e.g. 
from wheelchair/scooter to bed, 
toilet, etc.)

248TOTAL
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Q18: As a result of living with PDCD, which of the following social, 
emotional or economic consequences are most significant to you? Select 
up to 4
Answered: 55   Skipped: 2
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Q18: As a result of living with PDCD, which of the following social, 
emotional or economic consequences are most significant to you? Select 
up to 4
Answered: 55   Skipped: 2

RESPONSESANSWER CHOICES

1629.09%Loss of hobbies or activities

3054.55%Social isolation

1323.64%Frustration, anger

1527.27%Depression and/or anxiety

1221.82%Financial difficulties

1221.82%Loss of job, inability to get a job, or 
inability to perform to one's 
potential

1018.18%Trouble building or maintaining 
relationships

2240.0%Lack of hope for the future

2647.27%Loss of independence

35.45%Modified work/school hours

2443.64%Communication issues

183TOTAL
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Q21: What prescription medications do you take now to treat symptoms 
of PDCD? Select ALL that apply
Answered: 57   Skipped: 0
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Q21: What prescription medications do you take now to treat symptoms 
of PDCD? Select ALL that apply
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

2340.35%Seizure medications

58.77%Hormones

2747.37%Sleep aids

2645.61%Gastrointestinal medications

915.79%Pain medications

23.51%Heart medications

610.53%Antidepressants or anti-anxiety 
medications

610.53%Muscle relaxants

11.75%Intravenous Immunoglobulin 
therapy (IVIg)

00%Diabetes medications

610.53%Investigational medications as a 
part of a clinical trial

1831.58%Other prescription medications not 
listed

610.53%Meds to manage Saliva Production

2645.61%Sodium bicarbonate

610.53%Nothing at this time

167TOTAL
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Q22: What vitamins or supplements do you take now to treat symptoms 
of PDCD? Select ALL that apply
Answered: 57   Skipped: 0
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Q22: What vitamins or supplements do you take now to treat symptoms 
of PDCD? Select ALL that apply
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

4477.19%Thiamine (B1)

47.02%N-acetylcysteine (NAC)

1526.32%CoQ10

2645.61%Carnitine

814.04%Riboflavin

23.51%Creatine

23.51%Vitamin E

35.26%Folic Acid

1119.30%Alpha lipoic acid

47.02%Vitamin B3, Nicotinamide or Niacin

11.75%Idebenone

915.79%Mito Cocktail (mixture tailored to 
individual)

814.04%Nothing

137TOTAL
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Q23: What are you currently doing to help improve quality of life and 
manage PDCD? Select ALL that apply
Answered: 57   Skipped: 0
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Q23: What are you currently doing to help improve quality of life and 
manage PDCD? Select ALL that apply
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

4578.95%Ketogenic Diet/Modified Atkins

2442.11%Modified schedule (rest, naps, 
shortened activities)

2035.09%Adaptive communication devices

3256.14%Modifications/accommodations at 
work/in school/at home

3968.42%Physical therapy, including aqua or 
hippo therapy

1831.58%Health or Home Care Services

3866.67%Use of adaptive mobility devices

1221.05%Exercise (cardio or strength 
training)

610.53%Mental health services

3256.14%Occupational therapy

3256.14%Speech therapy

11.75%Nothing at this time

299TOTAL
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Q24: If following a Ketogenic diet/ modified, what is the related time 
burden, economic burden, and emotional burden?
Answered: 57   Skipped: 0
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Q24: If following a Ketogenic diet/ modified, what is the related time 
burden, economic burden, and emotional burden?
Answered: 57   Skipped: 0

WEIGHTED 
AVERAGE

TOTALNO BURDENSOMEWHAT 
BURDEN

SIGNIFICANT 
BURDEN

2.125733.33%
19

45.61%
26

21.05%
12

Time

2.305747.37%
27

35.09%
20

17.54%
10

Cost

2.095740.35%
23

28.07%
16

31.58%
18

Emotional
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Q25: Which surgical procedures have you undergone to treat or manage 
symptoms of PDCD? Select ALL that apply
Answered: 57   Skipped: 0
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Q25: Which surgical procedures have you undergone to treat or manage 
symptoms of PDCD? Select ALL that apply
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

3154.39%G Tube/GJ Tube placement for 
nutrition

00%Baclofen pump insertion

23.51%Tracheostomy

712.28%Nissen Fundoplication

610.53%Repair for Hip 
Dysplasia/Dislocation

00%Cochlear implants

712.28%Central Line insertion/portal 
placement

47.02%Spinal Fusion

2136.84%None

78TOTAL
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Q26: To what degree have hospitalizations or emergency visits been 
necessary during the lifetime of the person with PDCD?
Answered: 57   Skipped: 0
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Q26: To what degree have hospitalizations or emergency visits been 
necessary during the lifetime of the person with PDCD?
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

1933.33%Often, multiple times a year

2035.09%Sometimes, one or two times a 
year

1831.58%Rarely

57TOTAL
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Q27: Has the need for hospitalizations changed over time?
Answered: 57   Skipped: 0
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Q27: Has the need for hospitalizations changed over time?
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

610.53%Yes, it has become more frequent

2747.37%Yes, it has become less frequent

2035.09%No, it has not changed

47.02%Not applicable

57TOTAL
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Q28: Which of the following contribute to the ketogenic diet burden the 
most (select up to 3):
Answered: 54   Skipped: 3

0%

10%

20%

30%

40%

50%

60%

70%

80%

90%

100%

Managing
special diet and
mislabeled food

products,

Time (shopping,
preparing),

Logistics
(managing a
different diet
from rest of

family)

Culture,
availability of

foods

Limitations on
being able to
eat out/with

others,

Cost of special
foods

Clinical
collaboration

No burden/NA



Powered by

Q28: Which of the following contribute to the ketogenic diet burden the 
most (select up to 3):
Answered: 54   Skipped: 3

RESPONSESANSWER CHOICES

1935.19%Managing special diet and 
mislabeled food products,

1731.48%Time (shopping, preparing),

1527.78%Logistics (managing a different diet 
from rest of family)

23.70%Culture, availability of foods

1425.93%Limitations on being able to eat 
out/with others,

1222.22%Cost of special foods

1324.07%Clinical collaboration

1935.19%No burden/NA

111TOTAL



Powered by

Q29: In general, how much do the medications, supplements, therapies 
or lifestyle changes improve the symptoms and challenges associated 
with PDCD:
Answered: 57   Skipped: 0
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Q29: In general, how much do the medications, supplements, therapies 
or lifestyle changes improve the symptoms and challenges associated 
with PDCD:
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

00%No benefit

1933.33%Helped somewhat

1526.32%Helped a lot

1526.32%Significant benefit

814.04%Not sure

57TOTAL
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Q32: Which outcomes would be meaningful to you for a possible drug 
treatment? Select ALL that apply
Answered: 57   Skipped: 0
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Q32: Which outcomes would be meaningful to you for a possible drug 
treatment? Select ALL that apply
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

5291.23%Improvement in 
developmental/cognitive ability

2442.11%Reduction in seizures

2849.12%Stabilization/improvement of 
medical symptoms (cardiac, GI)

4680.70%Slowing/stopping of progression 
(even if no gain in function, 
symptoms won't get worse)

5291.23%Gain in function (e.g. energy, 
strength, mobility, dexterity)

4578.95%Prolong life

247TOTAL
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Q33: How would you rate the following as it relates to the importance for 
possible drug treatment today?
Answered: 57   Skipped: 0
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Q33: How would you rate the following as it relates to the importance for 
possible drug treatment today?
Answered: 57   Skipped: 0

WEIGHTED 
AVERAGE

TOTALNOT 
IMPORTANT

LESS 
IMPORTANT

SOMEWHAT 
IMPORTANT

VERY 
IMPORTANT

EXTREMELY 
IMPORTANT

1.95561.79%
1

7.14%
4

17.86%
10

30.36%
17

42.86%
24

Reduced 
Chronic 
Fatigue 
(including 
tiredness, 
excessive 
sleeping, 
brain fog or 
mental 
fatigue)

1.23560%
0

1.79%
1

1.79%
1

14.29%
8

82.14%
46

Improveme
nt in 
neurodevel
opmental 
symptoms/r
educed 
developmen
tal delay

1.69553.64%
2

3.64%
2

7.27%
4

29.09%
16

56.36%
31

Improveme
nt to 
hypertonia, 
hypotonia, 
dystonia

1.68563.57%
2

1.79%
1

7.14%
4

33.93%
19

53.57%
30

Reduced 
Muscle 
Weakness

2.25510.91%
6

5.45%
3

16.36%
9

27.27%
15

40.0%
22

Improved 
Respiratory 
Function

Q33 continued on next page
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Q33 - CONTINUED: How would you rate the following as it relates to the 
importance for possible drug treatment today?
Answered: 57   Skipped: 0

WEIGHTED 
AVERAGE

TOTALNOT 
IMPORTAN

T

LESS 
IMPORTAN

T

SOMEWHA
T 

IMPORTAN
T

VERY 
IMPORTAN

T

EXTR
EMEL

Y 
IMPO
RTAN

T

2.14565.36%
3

8.93%
5

21.43%
12

23.21%
13

41.07
%

23

Reduced 
Gastrointestinal 
Problems 
(Gastroparesis, 
acid reflux, 
constipation, 
diarrhea, 
nausea, GI pain)

2.38567.14%
4

10.71%
6

21.43%
12

33.93%
19

26.79
%

15

Reduced 
Exercise 
Intolerance

2.05565.36%
3

7.14%
4

16.07%
9

30.36%
17

41.07
%

23

Reduced Sleep 
Difficulties 
(sleep apnea, 
insomnia, 
restless leg 
syndrome, 
narcolepsy)

2.11567.14%
4

5.36%
3

19.64%
11

26.79%
15

41.07
%

23

Reduced 
Dysautonomia 
(Autonomic 
nervous systems 
problems, 
dizziness, 
difficulty with 
temperature 
modulation)

Q33 continued on next page
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Q33 - CONTINUED: How would you rate the following as it relates to the 
importance for possible drug treatment today?
Answered: 57   Skipped: 0

WEIGHT
ED 

AVERAGE

TOTALNOT 
IMPORTA

NT

LESS 
IMPORTA

NT

SOMEW
HAT 

IMPORTA
NT

VERY 
IMPORTA

NT

EXTREM
ELY 

IMPORTA
NT

2.895619.64%
11

16.07%
9

17.86%
10

26.79%
15

19.64%
11

Reduced 
Headaches 
(including 
migraine 
headaches
)

2.305610.71%
6

5.36%
3

17.86%
10

35.71%
20

30.36%
17

Reduced 
Pain 
(including 
Nerve 
Pain, 
Numbness, 
neuropath
y, muscle 
pain)

2.6559.09%
5

12.73%
7

25.45%
14

34.55%
19

18.18%
10

Reduced 
Eye Muscle 
Problems 
(including 
droopy 
eyelids, 
limited eye 
movement
)

2.445710.53%
6

10.53%
6

19.30%
11

31.58%
18

28.07%
16

Reduced 
Mental 
Health 
Concerns 
(depressio
n, anxiety, 
bipolar 
disorders, 
mood 
disorders)

1.85555.45%
3

1.82%
1

14.55%
8

29.09%
16

49.09%
27

Improved 
Ataxia, 
Coordinati
on, 
Balance 
Problems

Q33 continued on next page
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Q33 - CONTINUED: How would you rate the following as it relates to the 
importance for possible drug treatment today?
Answered: 57   Skipped: 0

WEIGHT
ED 

AVERAGE

TOTALNOT 
IMPORTA

NT

LESS 
IMPORTA

NT

SOMEW
HAT 

IMPORTA
NT

VERY 
IMPORTA

NT

EXTREM
ELY 

IMPORTA
NT

2557.27%
4

1.82%
1

12.73%
7

40.0%
22

38.18%
21

Improved 
Vision

2.43549.26%
5

12.96%
7

16.67%
9

33.33%
18

27.78%
15

Improved 
Hydration

1.61560%
0

1.79%
1

10.71%
6

33.93%
19

53.57%
30

Improved 
Motor 
Milestones

1.56551.82%
1

3.64%
2

7.27%
4

23.64%
13

63.64%
35

Reduced 
Speech 
Problems

1.79561.79%
1

8.93%
5

10.71%
6

23.21%
13

55.36%
31

Reduced 
Swallowing 
Difficulties

2.38557.27%
4

9.09%
5

23.64%
13

34.55%
19

25.45%
14

Maintainin
g Ideal 
Weight

2.545412.96%
7

11.11%
6

20.37%
11

27.78%
15

27.78%
15

Reduced 
Heart 
Rhythm 
Problems
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Q34: Which of the following factors would influence your decision to take 
a new medication? Select ALL that apply
Answered: 57   Skipped: 0
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Q34: Which of the following factors would influence your decision to take 
a new medication? Select ALL that apply
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

3764.91%Quality of the study and size of 
population studies

4171.93%Potential size of benefit (minimal 
benefit vs significant or long-term 
benefit)

4273.68%Impact to patient's 
lifestyle/normalcy

4884.21%Significant risks of serious side 
effects such as cardiac or kidney 
issues

2543.86%Cost

3459.65%The burden of administration, such 
as the need for anesthesia, 
radiation exposure, surgical 
procedure, etc.

3357.89%Common side effects of the 
treatment, such as nausea, loss of 
appetite, headache etc.

2950.88%How long the treatment takes, 
whether it requires hospitalization, 
required doctor's visits, etc.

2035.09%Changing my current treatment or 
management plan (stopping a 
medication or supplement, 
stopping exercise)

1831.58%The way that treatment is 
administered (for example, orally, 
intravenously, subcutaneous)

00%None of these

327TOTAL
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Q35: Which of the following factors would influence your decision to 
participate in a clinical trial or research study? Select ALL that apply
Answered: 57   Skipped: 0
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Q35: Which of the following factors would influence your decision to 
participate in a clinical trial or research study? Select ALL that apply
Answered: 57   Skipped: 0

RESPONSESANSWER CHOICES

5494.74%Significant risks of serious side 
effects such as cardiac or kidney 
issues

2340.35%Cost

4070.18%The burden of administration, such 
as the need for anesthesia, 
radiation exposure, surgical 
procedure, etc.

3459.65%Common side effects of the 
treatment, such as nausea, loss of 
appetite, headache etc.

2442.11%Travel

2645.61%How long the treatment takes, 
whether it requires hospitalization, 
required doctor's visits, etc.

2442.11%Changing my current treatment or 
management plan (stopping a 
medication or supplement, 
stopping exercise)

1628.07%The way that treatment is 
administered (for example, orally, 
intravenously, subcutaneous)

1933.33%Fear of getting a placebo instead 
trial drug/therapy

1933.33%Access to information about trials

00%None of these

279TOTAL
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Q36: Short of a cure for PDCD, what would be most meaningful to you as 
part of an ideal treatment?
Answered: 47   Skipped: 0

Open-ended Responses
An increase in energy to where our daughter can be as carefree with her activity as every child deserves to be. The most painful
phrase I can hear as a parent is "Wouldn't you kill to have a tenth of their energy" when referring to children. I would give my life 
so that my daughter could have even a tenth of my energy. 
Less fatigue and more energy to keep up with her peers. Talia watches other kids from the side lines because she can’t keep up. 
Cognitively she could be right there with them, but she has such little energy that even if she does have a short burst she tires 
quickly. 
A therapy that stabilizes the underlying metabolic deficiency in order to improve organ function, especially brain and muscle 
progression. 
Gene replacement therapy
improved energy levels and endurance
Access to affordable insurance, medical supplies and equipment, and available food items. Access to a system that can calculate 
ratios and the like so when a food item is unavailable another can be implemented without the need for additional services from 
Nutritionists/Doctors, which take more time to get. Note for the last. Items have been not found in our area, or shortages, and we 
have a good Nutritionist who can/will answer questions and help, but if we run out of food/options it is not just simply a grocery 
store run. 
A safe medication that can make my child feel well and thrive. We feel horrible when she doesn’t feel well. 
Improved day to day function and quality of life.
A treatment that will allow him to avoid the ketogenic diet (so that he can eat like everyone else) and which will allow him to 
develop and grow peacefully and in good health.
To stop progression of the disease & symptoms 
I think a minimizing of the disease progression would be extremely meaningful and, perhaps, even a regression of the disease to 
give patients a chance at as "normal" of a life as possible and minimizing their daily obstacles even just a little. 
Increased stamina, ease of swallowing, stop memory decline.
Improved quality of life
A medication that would allow him to eat a more available diet and not have to prepare his own limited foods
Increased longevity and improved mental health symptoms
Just making small strides towards consistency-it seems like this disease is so variable, and while we may see a specialist who has 
treated others with PDCD, it doesn’t seem like it’s a one size fits all kind of diagnosis.  Our daughter has about 15 specialists, and 
while none are experts on PDCD, they treat the symptoms of her disease.  But, we have been told we need to find a metabolic 
specialist who can perhaps shed some light, but those are not easy to find.  
Fix kids with reflux. Be able to weight bare and to be happy. Sleeping would be good to 
Brain and head growth. Neurological impacts. 
We're fortunate that though she is developmentally severe, she has not had any recent emergencies and has been relatively 
healthy for pdcd. Liver, kidneys, eye infections, lungs and breathing, gi, and lactic acid are always on our minds even though the sky 
isn't falling right now we know how quickly it can. 
Something that would increase energy production 
The ability to Halt the progression of the disease process 
A form of Ketone that can be given orally/via tube/intravenously when Ketone is low.
That PDCD is hidden as soon as possible and adequately treated, that patients have the opportunity for better life.
Slowing of the progression and reduction in symptoms
Results
Limit the progression of the disease without a keto diet. 
It’s my child’s life - what can be more important?
Something that can make her life easier for her or happier.  
N/a
Slow the progression of the disease 
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Q36 - CONTINUED: Short of a cure for PDCD, what would be most 
meaningful to you as part of an ideal treatment?
Answered: 47   Skipped: 0

Open-ended Responses

Treating her neurological symptoms would be so beneficial for her and for our family. For her to lead a more neuro typical life, she 
would need to understand more and have less severe anxiety. Her mental health is a struggle and it stems from her development 
neurologic disabilities. 
I will mean that there is something the doctors can guide themselves with for my son and other patients. When my son was 
diagnosed we were sent home with more questions than answers. It took an emergency hospital visit for him to be place in the 
treatment and diet he need. This will give doctors a base where to start treatment and not have this happen to others. Also it 
wouldn't be so difficult to get treatment from doctors and insurance and it will be set as a treatment for PDCD. 
Most meaningful would be a treatment to slow the progression. 
Treatment that improves her hypotonia and muscle strength. I think this would help in many areas including her difficulty 
swallowing and inability to tolerate feeds when she has a virus. It would allow her to interact with others more 
Achieving developmental milestones once though to be impossible
more energy and brain function and less stroke like episodes, having some regression of the disease, better quality of life, 
independence
Having as close to a normal a life as possible, regaining lost motorskills, staying out of pain. Being able to live as independently as 
possible, stop the development of the condition, stop seizures developing.
Keeping any degeneration slowed if not stopped completely.  Anything that would get her off the keto diet and improve her quality 
of life and development.  Right now development is our focus: acquiring skills and abilities for basic living and not having to adapt 
things would be amazing.  My girl doesn't have to grow up to be a molecular biologist, she just needs basic self-care skills and to 
enjoy the simple things in life.  We love her and will do our best within our means to provide the rest.
Slowing progression, less rigidity around daily caloric intake, less frequent hospitalizations during illness. 
Creating energy so that my daughter could speak/manage a communication device and assist in transfers.
Reduction in illness and hospitalizations
Less medicine, Less hospitalization 
Any improvement in her ability to be more independent and happy. 
Our treatments today feel more like condition management at best instead of an actual treatment to improve quality of life and 
increase our daughter’s potential to thrive. While we are incredibly thankful for her early detection so we could implement these 
measures and minimize the damage, there is less optimism that we’ll ever be able to present her with a treatment that can 
meaningfully improve things for her from their current state. We’ve been doing every single thing possible since her birth and it’s 
difficult to accept there is no treatment out there that can markedly improve her quality of life and help her clear the obstacles, we 
see her struggle with every day. Even with the therapeutic keto diet, we still see her struggle with her energy levels. Some may say 
she is a great sleeper, but as parents, we know the metabolic reason for her multiple naps throughout the day.  The scariest part of 
our PDCD journey has been the unknowns with this disease. So many thoughts run through our heads daily and are ever present in 
our minds and hearts. Will she develop seizures? Will she accidentally be given dextrose in a clinical setting? Or a piece of candy in 
a social setting? Will she ever be able to walk? Or talk? Will she be able to attend school? And if so, develop socially age-
appropriate friendships? What kind of complexities, side effects, and nutritional deficits will she be presented with from an
exclusively ketogenic diet? Our biggest worry is her chance of her developing life-threatening seizures and/or metabolic crisis. She 
is at risk for organ decline and neurological degeneration which would result in a limited life span. Some of the scarier questions we 
try to avoid thinking about but are unfortunately a reality are: How much time will we have with her and her precious little life? 
Will she outlive us? Or do we only have a couple of years left with her sweet soul? Today, the prognosis for PDCD is grim with an 
average lifespan of early childhood. We remain hopeful the research which has already begun for the development of gene therapy 
to treat PDCD will come to fruition in our daughter's lifetime and extend life for all children affected with PDCD. We feel gene
therapy and early diagnosis are promising routes to give any child with PDCD a fighting chance.  Our hope for gene therapy is to
give her body a chance to eat a more normal and sustainable diet and help eliminate the scary childhood degenerative end-of-life
situation we may be facing. With that, we would like this fast-tracked through the FDA and eliminating the need for a placebo trial. 
Something that stabilizes disease progression without harmful side effects. Something that could reduce the burden of the 
ketogenic diet. Something that could minimize the worst symptoms of this disease and allow us to live a next to normal life.
An ideal treatment would stop the progression and reverse the symptoms. Give her new milestones. Reduce the burden as a 
caregiver. AND selfishly I would love to hear her talk and giggle.
To improve stability and quality of life
Seeing our daughter achieve significant developmental milestones


