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Abstract 
 
Introduction.  Monogenic diseases with musculo articular laxity represen a group of heritable connective 
tissue disorders which in clinical manifestations associate primarily articular hypermobility, besides other 
signs of conjunctive tissue impairment (skin extensibility, tissue fragility). Diagnosis is often delayed and is 
based on clinical signs and especially based on genetic tests.  
Objectives:  Late diagnosis of these diseases can lead to functional impotence (through joint and bone 
remodeling) while late or inappropriate treatment aggravates the prognosis and quality of life in these patients. 
Material and method:  Literature survey  
Results. Particularization of these diseases, which is important in the therapeutic approach, comes primarily 
from the aspects of etiopathogenesis and genetic diagnosis, hereditary transmission and data known by 
molecular genetics (allelic variants, gene structure, mapping, phenotype-gene relationships). 
The characteristics of these monogenic diseases in terms of evolution, clinical picture, diagnosis and treatment 
are highlighted for the variants Ehlers-Danlos syndrome, Camurati-Engelmann disease, Carey-Fineman-Ziter 
syndrome, mandibuloacral dysplasia with lipodystrophy, myotonia with skeletal abnormalities and mental 
retardation,  transient receptor potential cation channel.  
Besides these, there are particular aspects of collagen diseases with hereditary transmission with predominance 
of bone manifestations in the clinical presentation, which also associate articular hyperlaxity (for example  
Osteogenesis imperfecta) .  
The study of  distinctive aspects of both clinical assessment (eg mobility scores, Beighton score) but also of 
Health Related Quality of Life and holistic care of these patients is of great importance in medical practice. 
Conclusion 
Although these are relatively rare diseases, early diagnosis and establishment of complex treatment in which 
medical recovery has an essential role, as well as a holistic approach to patient care significantly improves 
prognosis and the patients’ quality of life. 
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