
Open AccessISSN: 2167-0943

Journal of Metabolic SyndromeBrief Report
Volume 11:09, 2022

*Address for Correspondence: Ferdy Ferdian, Department of Internal Medicine, 
University of Helsinki, Finland, E-mail: Ferdyferdian31@gmail.com

Copyright: © 2022 Ferdian F. This is an open-access article distributed under the 
terms of the Creative Commons Attribution License, which permits unrestricted 
use, distribution, and reproduction in any medium, provided the original author 
and source are credited.

Received: 05 September 2022, Manuscript No. jms-23-87456; Editor assigned: 
07 September 2022, Pre QC No. P-87456; Reviewed: 09 September 2022, QC 
No.Q-87456; Revised: 23 September 2022, Manuscript No. R-87456; Published: 
30 September 2022, DOI: 10.37421/2167-0943.2022.11.298

Perspectives on Mucopolysaccharidosis
Ferdy Ferdian*
Department of Internal Medicine, University of Helsinki, Finland

Introduction

Mucopolysaccharidosis or Hunter's syndrome is a rare sex-linked 
hereditary condition that can range greatly in severity but is typically marked by 
some degree of dwarfism, mental retardation, and deafness. Only males are 
afflicted by the illness, which first manifests itself in the first three years of life. 
The child's speech and mental development are delayed, and as the illness 
worsens, a classic constellation of physical symptoms protruding abdomen, 
claw hands, excessive hair growth, coarsening of the face, and stunted growth 
becomes apparent. Iduronate sulfatase insufficiency is the disorder's primary 
cause.

Description 

The body accumulates mucopolysaccharides as a result of this deficiency's 
poor chemical breakdown of the carbohydrates necessary for the development 
of connective tissues, which in turn leads to the disease's recognisable mental 
and physical impairments [1-3]. When a child receives a defective chromosome 
from his or her mother, Hunter syndrome develops.

An enzyme needed to disassemble complex sugar molecules is either 
absent or not functional as a result of that defective chromosome. In the 
absence of this enzyme, enormous numbers of these complex sugar molecules 
build up in the cells, blood, and connective tissues, resulting in progressive 
and irreversible harm the family's past. A child must inherit a damaged 
chromosome, which is the disease's cause, in order to have Hunter syndrome. 
Given that Hunter syndrome is an X-linked recessive disorder, mothers who 
possess the faulty X chromosome that causes the disorder can pass it on to 
their offspring. Mothers are not afflicted by the illness, and it is unlikely that they 
are even aware that they carry a defective chromosome.

Men are virtually usually affected with Hunter syndrome. Girls are much 
less prone to get this condition since they inherit two X chromosomes. 
The healthy X chromosome can offer a functioning gene if one of the X 
chromosomes is damaged. There isn't another normal X chromosome to 
make up for a male's damaged X chromosome, though. Depending on the 
type and degree of the condition, Hunter syndrome can result in a number of 
consequences. In addition to the brain and neural system, complications can 
affect the lungs, heart, joints, connective tissue, and joints [4,5].

An swollen tongue, thickened gums, and thickness of the nasal passages 
and windpipe make breathing difficult (trachea). Children frequently develop 
chronic respiratory infections, pneumonia, and ear and sinus infections. Airway 
constriction is a common cause of sleep apnea, a disorder in which breathing 
is intermittently interrupted while sleeping. The thickening of heart tissue 
may cause heart valves to not close properly. The heart and other organs 

consequently do not receive blood as effectively. As the illness worsens, these 
symptoms frequently develop, finally resulting in heart failure. Aortic and other 
blood artery narrowing can also be brought on by tissue thickening. This can 
then result in excessive blood pressure and constriction of the pulmonary 
arteries.

Conclusion

Bone, joint, and ligament problems are brought on by the buildup of 
complex sugar molecules that have not been metabolised in connective 
tissues. This prevents your child from growing normally, resulting in discomfort, 
physical deformities, and difficulty moving. Joint stiffness is brought on by 
swollen connective tissues in the joints as well as abnormalities in the cartilage 
and bones. Your child will probably move less while he or she is in discomfort, 
which might result in more stiffness and pain. A collection of anomalies known 
as dysostosis multiplex are frequently found in the bones of persons with 
Hunter syndrome. These anomalies can result in children having spines, ribs, 
limbs, fingers, legs, and pelvises with aberrant shapes.

Acknowledgement

None.

Conflict of Interest

None.

References

1. Phan, T. C. A., Jiake Xu and M. H. Zheng. "Interaction between osteoblast and 
osteoclast: Impact in bone disease." Histol Histopathol 19 (2004). 

2. Mayer P., J.L. Pépin, G. Bettega and D. Veale, et al. "Relationship between body 
mass index, age and upper airway measurements in snorers and sleep apnoea 
patients." Eur Respir J 9 (1996): 1801-1809.

3. Ward, Richard A., Bärbel Schmidt, Jeannine Hullin and Günther F. Hillebrand, et al. 
"A comparison of on-line hemodiafiltration and high-flux hemodialysis: A prospective 
clinical study." J Am Soc Nephrol 11 (2000): 2344-2350. 

4. Semenza, Gregg L., and Reed E. Pyeritz. "Respiratory complications of 
mucopolysaccharide storage disorders." Med 67 (1988): 209-219.

5. Delanaye, Pierre, Bernard E. Dubois, François Jouret and Jean-Marie Krzesinski, et 
al. "Parathormone and bone-specific alkaline phosphatase for the follow-up of bone 
turnover in hemodialysis patients: Is it so simple?." Clin Chim Acta 417 (2013): 35-38.

How to cite this article: Ferdian, Ferdy. “Perspectives on Mucopolysaccharidosis.” 
J Metabolic Synd 11 (2022): 298.

https://doi.org/10.14670/hh-19.1325
https://doi.org/10.14670/hh-19.1325
https://erj.ersjournals.com/content/9/9/1801.short
https://erj.ersjournals.com/content/9/9/1801.short
https://erj.ersjournals.com/content/9/9/1801.short
https://doi.org/10.1681/asn.v11122344
https://doi.org/10.1681/asn.v11122344
https://europepmc.org/article/med/3134589
https://europepmc.org/article/med/3134589
https://doi.org/10.1016/j.cca.2012.12.009
https://doi.org/10.1016/j.cca.2012.12.009

