Hypotrichosis with retinal dystrophy: Electroretinography findings
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Hypotrichosis with juvenile macular dysirophy (HJMD, OMIM:
G01253) has been described 33 3 rare autosomal recessive
disesse 3ssocisted with 3 sparse scalp hair and progressive
retinal degeneration caused by CHD3 (cadhenn 3) gene
mutation located on 18922.1. We aimed to report the full-fisld
(FERG) child

hypotrichosis and retinal dystrophy

electroretinographica findings of a with

A B-year-old boy with decreased wisuzsl acuity, nyctalopiz and
hypotrichosis underwent complete ophthalmaological examination
including fundus photography, optical coherence tomography

{OCT) and fERG. The patient referred for genetic evaluation.

The best comected visual acuity was 20V200 on both eyes.
Fundus evaluation showed severe atrophy of the central macular
region with pigment clumping and retinal atrophy at the posterior
pole in particular (Figure 1a: right eye and 1bc left eye). OCT
ndicated disruption and loss of cuter retinal layers with atrophic
changes extending along the posterior pole (Figure 2a: right
eye and 1b: left eye). fERG revealed sewere reduction of light-
adapted and dark-adapted amplitudes the latter more prominent
which supported the fact that the disesse sflected the entire
mutation was

retina (Figure 32). A homozygous c.830del

demonsirated on CDH3 gene.

- e

rr

£

HJMD should be kept in mind in children with early onset

retinalimacular dystrophy and congenital hypotrichosis. ERG is
indispensable for the diagnosiz and may reveal generalized

retinal dysfunetion despite predeminant macular involvemeni.
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