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with  cognitive  impairment;  patients  and families should  be
informed  about  this  rare  event  to  favour  early  detection.
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Usefulness of exome
sequencing in the study of
spastic paraparesis and
cerebellar atrophy: de novo
mutation of the KIF1A gene, a
new hope in prognosis�

Utilidad del  exoma en el estudio de la
paraparesia espástica y la atrofia  cerebelosa:
mutación de  novo en el gen  KIF1A, una  nueva
esperanza pronóstica

Dear Editor:

Hereditary  spastic  paraparesis  is  a genetically  and  phenotyp-
ically  heterogeneous  group  of neurodegenerative  diseases

� Please cite this article as: Urtiaga Valle S,  Fournier Gil B, Ramiro

León MS, Martínez Menéndez B. Utilidad del exoma en el  estudio

de la paraparesia espástica y la atrofia cerebelosa: mutación de

novo en el gen KIF1A, una nueva esperanza pronóstica. Neurología.

2020;35:535—538.

characterised  by  spasticity  and  progressive  weakness  of  the
lower  limbs.  Inheritance  may  be  autosomal  dominant,  auto-
somal  recessive,  or  X-linked.  To  date,  72  different  types
have  been  described,  and clearly  defined  causal  mutations
have  not  been  identified  for  all  of them.

We  present  the  case  of a  7-year-old  boy  with  intellectual
disability,  autosomal  dominant  9  associated  with  a  heterozy-
gous  pathogenic  variant  of  the  kinesin family  member  1A

(KIF1A)  gene  (missense  mutation,  Chr2:241724479  C>T,  exon
7,  p.Arg216His).

The  patient  was  first  attended  at the age  of  3 due  to
a  degree  of  psychomotor  retardation:  head  control  at 2.5
months,  sitting  unaided  at  10  months,  first  two-syllable
words  at 13-16  months,  and  walking  at 21  months.  The
patient  was  already  attending  school,  but  displayed  slower
learning  than  his  peers,  with  poorer  speech  (although  com-
prehension  was  preserved).  His  clinical  history  included
birth by  Caesarean  section  at 38  weeks  of  gestation,  with
an  Apgar  score of 10/10.  Pregnancy  and the neonatal
period  were  uneventful  (normal  results  in the endocrine
and  metabolic  tests  and normal  growth).  The  parents  were
non-consanguineous.

Physical  examination  revealed  hyperreflexia  in the  lower
limbs  (especially  in the right  side  of  the  body), with  bilateral
extensor  plantar  reflexes  and  spastic  gait.  We  observed  no
alterations  in motor  strength  (minimally  increased  muscle
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