
Understanding
A Rare, Autosomal Recessive 
Mitochondrial Disease That 
Manifests Predominantly as 
Progressive Myopathy2

LATER ONSET: OFTEN LESS SEVEREEARLY ONSET: OFTEN MORE SEVERE

MITOCHONDRIAL DISEASE: TK2d

IMPACTS ALL AGES: Symptoms can progress slowly or rapidly 1,2

Thymidine kinase 2 deficiency (TK2d)  
is a debilitating and life-threatening genetic  
disease that causes progressive and severe  
muscle weakness.1,2,3,4 Many patients lose the  
ability to walk, eat, and breathe independently.1,2,3,4 

PROGRESSIVELY WORSENING SYMPTOMS

TK2d can manifest in different ways  
and affect different parts of the body 1,2,3 
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What causes TK2d? 
TK2d is caused by a genetic mutation in the TK2 gene.1,4  
This mutation leads to a decrease in mitochondrial DNA 
production.1,4 Mitochondria generate most of the energy 
that powers our cells. Errors in mitochondrial DNA can  
lead to insu�cient energy, and as a result, muscles and 
organs can’t function properly.4,5,6

How many people  
have TK2d? 
1 in 5,000 people have  
some form of genetic  
mitochondrial disease.7  
Prevalence of TK2d itself 
is still being researched.

Gastrointestinal
Di�culty swallowing 

Lungs
Di�culty breathing

Muscles 
Muscle weakness
Low muscle tone
Di�culty walking, talking

Nervous System
Fatigue 
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missed milestones  
(younger patients)

Eyes
Droopy eyelids  

(ie, ptosis) 



Goal  
is to achieve  
the highest 

quality of life 
possible

Genetic testing is the most direct path to 
confirm diagnosis of TK2d
Earlier accurate diagnosis helps to identify patients 
sooner and get them on supportive care and into  
clinical trials faster. 1,2,3 

Because TK2d can present like other diseases (e.g. muscular dystrophy, 
Pompe, SMA, mtDNA depletion syndrome, and others), genetic testing  
is needed to confirm a diagnosis.1

Patients rely on 
supportive care 
provided by multi-
disciplinary team7

• Neurologists
• Pulmonologists
• Metabolic specialists
• Gastroenterologists
• Physical therapists
• Speech therapists
• Clinical geneticists
• Genetic counselors

TK2D MANAGEMENT TODAY: No health-authority-approved therapies currently available8

Our Commitment
At UCB, we are proud to partner with physicians and patient 
communities in our work. 

Together we can bring hope and support to patients and 
families impacted by rare diseases.

Patients require  
medical equipment 
and therapies 1,3,8

• Respiratory support
• Feeding tubes
• Wheelchairs
• Respiratory physiotherapy
• Physical therapy

Patients may take 
nutraceuticals (“mito-
cocktail”) to manage 
disease symptoms8
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