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Resumen

Introduccion: La osteogénesis imperfecta (Ol) es una enfermedad genética que
altera la sintesis de colageno y que se caracteriza por una elevada debilidad 6sea.
Su incidencia mundial es de 1/10 000 personas. El diagndstico es principalmente
clinico-radiolégico. El tratamiento requiere principalmente el uso de bifosfonatos y
en ocasiones cirugias ortopédicas.

Métodos: Este estudio es descriptivo y retrospectivo. Fueron incluidos todos los
pacientes con menos de 18 afios que tenian el diagndstico de Ol atendidos en el
Servicio de Genética del Instituto Nacional de Salud del Nifio de Brefia (INSN)
entre los afios 2010 y 2021, mediante la revision de historias clinicas. Se clasificd
segun la clasificacion de grado de severidad (Van Dijk) y segun la escala de
severidad (Aglan). Se determind las frecuencias absolutas y relativas, medidas de
tendencia central y de dispersién, asi como un analisis bivariado (kruskall wallis y
regresion lineal simple)

Resultados: En total, se estudiaron 91 pacientes con Ol, de los cuales mas de la
mitad fueron del sexo masculino. 93,4% tenian antecedentes de fracturas, 72,5%
escleras azules, 39,6% piernas arqueadas y 20,9% dentinogénesis imperfecta. El
valor minimo-méaximo de fracturas fue de 0-18. El 75,8% de pacientes inicié un
tratamiento con bifosfonatos y 41,8% utilizo medicamentos coadyuvantes. Menos
del 50% de pacientes requirieron tratamiento quirdargico.

Conclusiones: La osteogénesis imperfecta es una patologia crénica, el uso del
grado de severidad de Van Dijk y la escala de severidad de Aglan es de aplicacion
sencilla, los cuales mejoran en clasificar el grupo de mayor riesgo de fracturas y
la respuesta al tratamiento.

Palabras clave: Osteogénesis imperfecta, fractura de huesos, bifosfonatos,
dentinogénesis imperfecta.
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Abstract

Introduction: Osteogenesis imperfecta (Ol) is a genetic disease that alters
collagen synthesis and is characterized by high bone weakness. Its worldwide
incidence is 1/10,000 people. The diagnosis is mainly clinical-radiological.
Treatment mainly requires the use of bisphosphonates and sometimes orthopedic
surgeries.

Methods: This study is descriptive and retrospective. All patients under 18 years
of age who had a diagnosis of Ol treated at the Genetics Service of the National
Institute of Children's Health of Brefia (INSN) between 2010 and 2021 were
included, through review of medical records. It was classified according to the
severity degree classification (Van Dijk) and according to the severity scale
(Aglan). The absolute and relative frequencies, measures of central tendency and
dispersion, as well as a bivariate analysis (kruskall wallis and simple linear
regression) were determined.

Results: In total, 91 patients with Ol were studied, of which more than half were
male. 93.4% had a history of fractures, 72.5% had blue sclera, 39.6% had bowed
legs and 20.9% had dentinogenesis imperfecta. The minimum-maximum value of
fractures was 0-18. 75.8% of patients started treatment with bisphosphonates and
41.8% used adjuvant medications. Less than 50% of patients required surgical
treatment.

Conclusions: Osteogenesis imperfecta is a chronic pathology, the use of the Van
Dijk severity grade and the Aglan severity scale is simple to apply, which improves
in classifying the group with the highest risk of fractures and the response to
treatment.

Key words: Osteogenesis imperfecta , bone fractures, bisphosphonates,
Dentinogenesis imperfecta.
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