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IMAGES IN NEUROLOGY

New Magnetic Resonance Imaging (MRI)
findings in a patient with hypochondroplasia
caused by the FGFR3 N540K variant

Novos achados de ressonancia magnética (RM) em um paciente com hipocondroplasia
causada pela variante FGFR3 N540K

Paula Maria Preto MIMURA', José Thiago de Souza de CASTRO?, Vinicius de Menezes JARRY?, Marcondes
Cavalcanti FRANCA JUNIOR?®, Fabiano REIS?

A 7-year-old boy with hypochondroplasia had neurode- FGFR3 regulates chondrocyte proliferation and differen-
velopmental delay, mild cognitive impairment, subtle motor  tiation and is instrumental in cortical patterning and neu-
deficits and without epilepsy. There was no obstetric prob-  rogenesis'. Temporal lobe dysgenesis is common in FGFR3-
lem or perinatal impairment. Genetic revealed the p.N540K  related hypochondroplasia®’. Squared and enlarged lateral
FGFR3 variant. MRI findings are depicted (Figure 1). ventricles, with reduced peritrigonal white matter (WM) have

Figure 1. (A) Axial FLAIR-weighted image shows posterior periventricular white-matter hyperintensities. (B) Axial Apparent
diffusion coefficient (ADC) map showing hyperintensities in the periventricular white-matter (reflecting absence of restricted
diffusion). (C) Axial T2-weighted image shows posterior periventricular white-matter hyperintensities. (D) Axial and (E) Coronal
T1-weighted image after gadolinium contrast, demonstrating absence of enhancement. (F) Coronal T2-weighted image without
evidence of hippocampal abnormalities.
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been described? but periventricular WM hyperintensities on
T2/FLAIR weighted images, as demonstrated here, were not
reported previously.
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