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Leber’s Hereditary Optic Neuropathy (LHON) — 2 Case reports
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Background on LHON, ORPHA 104:
First described by Theodor Leber 1871

Rare: 1-9:100 000

Point mutation in milochondrial genome -> maternal inheritance pattern
11778 (50-70%), 3460 (bad prognosis) 14484 (vision may improve more ), > 45 mutations

complex | affected -> | ATP synthesis, 1 oxidalive stress-> 1 apoptosis

Affects retinal ganglion cells. Why?: Thin and unmyelinated intraocular nerve fibres have
less mitochondria for high energy demand

-> thin fibres affecled first -> papillpomacular bundle !

Purpose:
To emphasize the importance of history-taking and of electrophysiology in the diagnosis of
LHON based on 2 case reports.

' LHON- Mitochondriopathy 11778
.+ negalive family history ~57%
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+ Age of manifestation: 15-35 yrs(8-60) = (%
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'+ Bilateral start noticed:~55% g g;
« Ifinterval: * 2 months, (up to 8 yrs) > Ef
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 Rarely unilateral um-u.él;
» \ision loss occurs over ~4 months (0-24) Hf;i
NLP

+ Red-green affected ’

« Moslly not complete blindness

+ Peripheral vision allows independent life 23

Patient 1:

Presentation with loss of vision OS.

OD amblyopia post accident,
comeal scarring

Snellen acuity:

OD: 0,1

08: 0,4 // pinhole= 0,63 — 7 Corneal dystrophy

2 days later
OS lubricated and refracted to 0.8

Dx: posterior polymorphous corneal
dystrophy OD>0S

J weeks later Snellen acuity:
OD:cc 0.1 (0.3)
0S: cc 0.1, central scoloma

—— CMRI (& Venographie): normal 2x!
Neurology
LP: opening pressure normal

N . barrier dysfunction (Albumin-ratio: 15.2)
( Steroids

> Noimprovement 6-7 cigarelts/day

\ 1-2 beers

2 months after presentation:

blurred margin of optic disc! - DD:
» LHON
Normal:  OCT u OCT angiogram » {N)AION,
Fluorecein & ICG > PION |
angiogram » paraneoplastic ON

~ Tabac alcohol ON
Light reaction direct & indirect, no RAPD

1 son, healthy 1. Genetic ?
Parents: healthy, 1x glasses LHON
Grandparents had been healthy = 2. Low Vision

No siblings

3. Psychosomatik
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Multifocal ERG:
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Central edip» caused by unstable fixation
-» does not confirm retinal disease!
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No (reproducible) responses

-» Optic nerve pathology
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Optic nerve head and corresponding ficlds over time

5 months post presentation: genetic confirmation of

—

Bilateral lemporal palor of the oplic
disc
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Thinning of the RNFL and GCL on OCT

Patient 2:

A 48 year old male with a known history of sleep apnoea

initially presented elsewhere with reduced VA OU. ? PION

On presentation al our hospital 10 months later:
Snellen acuity OU: 0.5

[" Genelic tesling confirmed LHON 11778

Conclusions:

Electrophysiology is helpful especially in patients with other underlying pathology
(amblyopia, corneal dystrophy, pt 1)

History-taking can facilitate diagnosis-> so do not forget (pt 2)

Bolh are essenlial lo diagnose LHON early and lo initiate genelic confirmaltion.

- | benon
This |s becoming more important in view of treatment oplions such as N06BX13 Ide

but also gene therapy which is becoming available for these mutations®
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