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The patient perspective on 
treatment for Skeletal Dysplasias

MMRC-ACH-00XXX. November 2023. The Achondroplasia Preceptorship is sponsored by BioMarin. 
This is a non-promotional meeting for healthcare professionals only. This material does not have any promotional intention, and only aims to provide scientific information 
relating to diseases and/or healthcare. Currently, there is no product approved for use in achondroplasia in MEA/Turkey.
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https://www.youtube.com/watch?v=JblSfoyPJV4
https://www.bbc.com/sport/swimming/60934176

https://www.youtube.com/watch?v=JblSfoyPJV4
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Crucial the dialogue with local patient associations, information 
given on meetings, webinars and available online
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Questionnaire CHUC-ANDO Aug/SepP 2023

• Anonymous
• 32 replies
• 27 children with

achondroplasia
• 24 on treatment
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2. Sex of the child/adolescent

Male
14

Female
10
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15. How many times have adverse effects occurred since starting treatment?

Between 1 and 5 times
2

More than 10 times

1
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Doubts during the decision of starting therapy
- Is it worthy do do a daily injection not being sure of the efficacy at the long-term?
- Is is worthy all this?  Daily injection, monitoring, for 1-2 cm more per year…
- Not that many years left before growth will stop, is it still worthy?
- Short-term negative impact on quality of life vs long-term positive impact?
- What if in my child there will be no effect on growth?
- Recent treatment, limited information, and all the consequences of it…
- What if there will be long-term side effects?
- Can the side effects turn out to be severe?
- Injection-related pain
- Will my child continue to refuse/resist the injection?
- Will my child in the future agree that we chose the treatment?
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Main reasons for starting therapy

-Better quality of life for my child in the future!
- Improve autonomy in the future
- Improve wellbeing in the future
-Even if the improvement in growth is small, it will already be helfpful
-Likely no need in the future for surgeries / limb-lenghtening
- It is what my child wants!
-The clinical trials results are encouraging, the side effects were very mild
- It is the only treatment available
-Hope that will help in prevention of complications

Other question on present expectations, similar answers and: - improve disproportion
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Medical treatments for achondroplasia – just na option

• In our experience, most of the families in Portugal chose to do the treatment
• Reasons for families to choose not to do the treatment?
• Examples:

• Age group 12-15 years – joint decision:  few years left of treatment – efficacy not as expected; 
teenager refusing injections;  already wanting to do limb-lengthening; 

• Age group < 12 years: 2 cases (out of ~30) 
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- My child is doing well

- We are afraid of the possible side effects

- We do not want that our child to do any treatment for his dysplasia

Speakers’ clinical practice and Questionnaire CHUC-ANDO SEP 2023 



Training for preparation and injections

Do you consider having had appropriate training to be able to do the injections at 
home?
• Yes, 100%
• Comments:
• 2/24 mentioned that more training at the hospital would have been beneficial
• One suggestion of doing a leaflet with tips/practical information

-The two-days-training at the hospital was crucial
- Important on each visit to be able to discuss with nurses  the evolution
- Important to know the experience of other families
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Fears
What are your main fears related to the treatment?

- Non efficacy / no significant improvement in growth in my child
-Other non described side effects
-My child keeping refusing the injections and get traumatized
-Daily injections leaving psychological sequela
-When my child becomes a teenager / adult, regrets having done the treatment, 

does not agree with our decision
-That my child in the future blames us of something
- Increases disproportion
-“Lack” of medication in the future
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Family video – for reviewers, please note this is a placeholder 
slide, the video will be reviewed as a separate job in Veeva



Questions?
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Sérgio Sousa

Please hand in your quiz questions when you have completed the questions.
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Quiz



Sérgio Sousa and Alice Mirante
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Final discussion and closing remarks

MMRC-ACH-00XXX. November 2023. The Achondroplasia Preceptorship is sponsored by BioMarin. 
This is a non-promotional meeting for healthcare professionals only. This material does not have any promotional intention, and only aims to provide scientific information 
relating to diseases and/or healthcare. Currently, there is no product approved for use in achondroplasia in MEA/Turkey.
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Thank you!
Please join us for a coffee before your transfer back to the hotel.


