SEVERE SHORT STATURE DUE TO A HETEROZYGOUS IGF1R MUTATION
WITH A GOOD RESPONSE TO rhGH THERAPY: A FAMILY STUDY

M2 Victoria Borras Perez (1); Monica Fernandez Cancio (2); Ana Gomez Nunez (3);

Margarita Catala Puigho (1) ; Laura Audi Parera (2); Angel Campos Barros (3).

(1): Granollers Hospital Barcelona. Pediatric Endocrinology..
(2): Vallld'Hebron Hospital. Pediatric Service, VHIR, CIBERER (U712), Carlos llI Health Institute, Barcelona
(3): La Paz University Hospital; INGEMM, IdiPAZ, UAM & CIBERER (U753), Carlos Il Health Institute, Madrid.

The IGF1 resistance syndrome is caused by genomic or genetic defects affecting the IGF1R locus (15926.3). It
is characterized by intrauterine and postnatal growth failure associated with microcephaly and some degree
of intellectual retardation, in the face of normal or supranormal IGF1 and IGFBP3 levels.
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non-related patient presenting with growth failure

* GH test (glucagon), peak of: 2.9 ng/ml from the first year of life, associated with high

Legend: BW (Birth Weight); BL: Birth Length; CP: Cephalic Perimeter at birth

e Further analyses and explorations were normal. levels of IGF1 and IGFBP3.
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Fig.1: Detection by HRM, DNA sequence and domain location of the IGFIR mutation ¢.2155C>T, p.Arg719Cys.
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e We present a familial case of IGF1 resistance syndrome due to a novel heterozygous IGF1IR mutation with good response to rhGH treatment, showing bone age
acceleration and increased growth rate.

e |t is recommended to screen for IGF1R mutations in cases with short stature associated with IUGR, microcephaly and intellectual deficit, especially if there is a familial
clustering, and evaluate the indication of rhGH, adjusting or maintaining it according to the observed response.




