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Abstract
Cerebrotendinous xanthomatosis (CTX) is a rare lipid storage disorder characterized by the accumulation of 

cholesterol and cholestanol in various tissues, leading to neurological and tendon-related symptoms. Managing CTX 
during pregnancy presents unique challenges due to the potential risks associated with pharmacological treatments 
and the need to balance maternal and fetal health. This review explores both pharmacological and non-pharmacological 
treatment approaches for CTX in pregnant patients. Pharmacological interventions primarily involve the use of bile 
acid sequestrants and statins, though their safety and efficacy during pregnancy require careful consideration. Non-
pharmacological strategies include dietary modifications and regular monitoring to manage symptoms and improve 
quality of life. The discussion highlights current best practices, the need for individualized treatment plans, and the 
importance of a multidisciplinary approach in optimizing care for pregnant women with CTX.
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Introduction
Cerebrotendinous xanthomatosis (CTX) is a rare, inherited lipid 

storage disorder characterized by the accumulation of cholesterol and 
cholestanol in various tissues, including the brain, tendons, and other 
organs. This condition leads to a spectrum of neurological and systemic 
symptoms, such as cognitive decline, movement disorders, and tendon 
xanthomas. Managing CTX during pregnancy presents unique 
challenges due to the potential impact of pharmacological treatments 
on fetal development and the need for effective symptom management 
to ensure the health and well-being of both mother and baby [1].

Pharmacological treatment of CTX often involves the use of 
bile acid sequestrants and statins, which help reduce cholesterol 
levels and mitigate symptoms. However, the safety and efficacy of 
these treatments during pregnancy require careful evaluation due to 
potential risks to the fetus. Non-pharmacological strategies, including 
dietary modifications and regular monitoring, play a crucial role in 
managing the condition and enhancing overall health outcomes. This 
review aims to provide an overview of both pharmacological and non-
pharmacological approaches to treating CTX in pregnant patients, 
highlighting current practices, potential risks, and the importance of a 
multidisciplinary care approach [2].

Discussion
Pharmacological Treatments

Pharmacological management of CTX during pregnancy primarily 
involves medications to lower cholesterol levels and manage symptoms. 
The use of bile acid sequestrants, such as cholestyramine, is well-
established in CTX treatment and may be considered during pregnancy 
due to its relative safety profile. However, the use of statins, which 
are also effective in lowering cholesterol levels, is more controversial 
due to potential risks to fetal development. Statins are generally 
contraindicated during pregnancy because of their association with 
adverse outcomes in animal studies, although some recent studies 
suggest that their use might be considered in exceptional cases with 
close monitoring.

The safety of pharmacological treatments must be weighed against 
the potential risks to both the mother and the fetus. Regular monitoring 
and consultation with a specialist are essential to ensure that treatment 
strategies are adjusted as needed to minimize any adverse effects.

Non-Pharmacological Treatments

Non-pharmacological approaches are crucial in the management 
of CTX, especially during pregnancy. Dietary modifications, such as 
reducing intake of cholesterol and increasing consumption of fiber-
rich foods, can help manage cholesterol levels and improve overall 
health. A well-balanced diet, tailored to the needs of pregnant women, 
is essential to support both maternal and fetal health.

Regular monitoring, including routine ultrasound and biochemical 
assessments, is necessary to track the progression of CTX and adjust 
treatment plans accordingly. Multidisciplinary care, involving 
obstetricians, neurologists, and dietitians, ensures comprehensive 
management of the condition and addresses any complications that 
may arise.

Multidisciplinary Approach

A multidisciplinary approach is vital for optimizing the 
management of CTX in pregnant patients. Collaboration between 
healthcare providers can help balance the complex needs of both the 
mother and the fetus. This approach allows for personalized treatment 
plans that consider the unique challenges of managing CTX during 
pregnancy.

Future Directions

Ongoing research is needed to better understand the long-term 
effects of pharmacological treatments on pregnancy outcomes and to 
develop safer therapeutic options for managing CTX during pregnancy. 
Advances in genetic and metabolic research may provide new insights 
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into more targeted treatments that minimize risks and improve 
outcomes for pregnant patients [3-6]. In managing CTX during 
pregnancy requires a careful balance between pharmacological and 
non-pharmacological treatments. A personalized, multidisciplinary 
approach is essential to ensure optimal care and improve both maternal 
and fetal health outcomes.

Conclusion
In managing cerebrotendinous xanthomatosis during pregnancy, 

a balanced approach that integrates both pharmacological and 
non-pharmacological strategies is essential for optimizing care and 
outcomes. Pharmacological treatments, while effective in controlling 
cholesterol levels and symptoms, must be administered with caution 
due to potential risks to fetal development. Non-pharmacological 
interventions, such as dietary changes and regular monitoring, are 
equally important in managing the condition and supporting overall 
maternal and fetal health.

A multidisciplinary approach involving obstetricians, neurologists, 
dietitians, and other healthcare professionals is crucial to address the 
complex needs of pregnant patients with CTX. Such an approach 
ensures personalized treatment plans and effective management of the 
condition. Continued research and advancements in treatment options 

are necessary to improve the safety and efficacy of pharmacological 
therapies during pregnancy and to enhance outcomes for both mother 
and child. By combining careful pharmacological management with 
supportive non-pharmacological strategies, healthcare providers can 
offer comprehensive care and support to pregnant women with CTX, 
ultimately improving their quality of life and health outcomes.

References 
1. Grignon A, Filion R, Filiatrault D, Robitaille P, Homsy Y, et al. (1986) Urinary 

tract dilatation in utero: classification and clinical applications. Radiol 160: 645-
647.

2. Ocheke IE, Antwi S, Gajjar P, McCulloch MI, Nourse P (2014) Pelvi-ureteric 
junction obstruction at Red Cross Children’s Hospital, Cape Town:a six year 
review. Arab J Nephrol Transplant 7: 33-36.

3. Capello SA, Kogan BA, Giorgi LJ Kaufman RP. Prenatal ultrasound has led to 
earlier detection and repair of ureteropelvic junction obstruction. J Urol (2005) 
174: 1425-1428.

4. Johnston JH, Evans JP, Glassberg KI, Shapiro SR (1977) Pelvic hydronephrosis 
in children: a review of 219 personal cases. J Urol 117: 97-101.

5. Williams DI, Kenawi MM (1976) The prognosis of pelviureteric obstruction in 
childhood: a review of 190 cases. Eur Urol 2: 57-63.

6. Lebowitz RL, Griscom NT (1977) Neonatal hydronephrosis: 146 cases. Radiol 
Clin North Am 15: 49-59.

https://doi.org/10.1148/radiology.160.3.3526402.
https://doi.org/10.1148/radiology.160.3.3526402.
https://pubmed.ncbi.nlm.nih.gov/24702532/
https://pubmed.ncbi.nlm.nih.gov/24702532/
https://pubmed.ncbi.nlm.nih.gov/24702532/
https://www.auajournals.org/doi/10.1097/01.ju.0000173130.86238.39
https://www.auajournals.org/doi/10.1097/01.ju.0000173130.86238.39
https://www.auajournals.org/doi/10.1016/S0022-5347%2817%2958355-X
https://www.auajournals.org/doi/10.1016/S0022-5347%2817%2958355-X
https://www.karger.com/Article/FullText/471963
https://www.karger.com/Article/FullText/471963
https://pubmed.ncbi.nlm.nih.gov/139634/

	Corresponding author
	Abstract 

