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REMARKABLE RECOVERY OF VISUAL FUNCTION
IN A PATIENT WITH GENETIC CONFIRMED
| LEBER'S HEREDITARY OPTIC NEUROPATHY.

Chiao-Ying Liang.
Department of ophthalmalogy, Taichung Veterans General Hospital, Taiwan.

Introductian:

Lever "ereditaiy o neurepalhy (LHONJ 15 one ol the modt cormnon inhedted oplic NRLFOPIBRS Causing
bilatenal cental vision 'mui, The disorvler results [rom point motatens in mi 3l DhAang
mitachaerial dysli-cuion. Tre prima=y call type tht *s lostIn | HOM is the retinal Ea~glion cell, which is 1ghy
suscrphble P and oxHatve stress ef LION fallews that of mitochondial
renetics, and it has 2 ~ahly varable dinicsl pherotype, as other geretic 3nd emvirenmental factors slsa playa role.
Tha prognasic of LION s us.ally paor Mast LION parierts rematn Irgally blind, bur 2 small prasa+t an can
esper ence sconaneous parlal recovery. We regert a regovery of vis apatlert with ge-etic
canfrmed MEDNAT4484 mutation) LHON.

Micthods = Acae report

Caso report;

A haalny 14-y20r-319 boy visited our Clinig wits the chigf compiain of bilaterat palnless subsoute worse~ ng of
o for & monrhs. lie had vkirod seoral eye it withaur definte #bgnoss. 1 danicd systemic disrase and fomiy
history of majer ocular disaase. The previous terlative diagnos's induded optic neuril's, keratncoous, amblyopia and
pryeasonal vsual late. OP): exam skowed poar BCVA[ 0.05, OL %, with noth 1g particular in the setemaleyrs and
clzar eye med 3. The fundascapy shawed t=mporl pallar of biaters! oatic ¢ (Fix. 1] Typical ¢ nicol signs of LHON
such as dense cecoce - fol scotoma and gradualy tempar: secter ophic strophy were aoted Geacbe test revesled
tutochorsial DHA 14584 2001t mutation 370 confirmed the diag LHON. Supportive Ireazrient y
Q10 and ant-onidants vwas given. His vision stayed poar lor several ontk, However in the 44 manth ol fallgv up
renod {10 ranths after disease atteck), 7 s visual zcuity began 10 reccver 6 momths and maduslly imaroved inthe
Hollowng 4 yours. [Table 1} The .arest follow up In Aug, 2015 at 18 year old showed BCVA 6/7 5 and Diminished
cecacentral scatoma. (Fig.2) The pahent is sabisfied with the u-rent viseal status althaugh the temao-al sedar cptic
atreghy remrained unchanged. (Fig. 3}
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THOR s Tsultedt from oo . mutations -~ mitochong 31 NNA 3+ causes low of RGC, the mos common paint
MURAION 1N Ta-wan is 11778(%2%). 142B4(8%) and 3460 rare} we-e seldcmby foi -3 n Taiwanese papulation. i~ o«
Pl L a poet muiation at 19484 locus was confinred.

The prognasis of LHDN Is wwally pasr. Pemanent visien loss and legally blind were the remmen scerar 6 of the
507, O The following are same knawr bekiar pragnestic lactors
(1) 14484 po it rutation (she rzcover rate of sach point orotat o are 144B4{37-50%) > 3480{2U0%)>11778 (45 |, 42)
heteroplesTiy & bettem than horoptasay, (3] sone haplogrouas are of better Pprognasis, such 25 raplogrowo Wisa, (4)
voung #E¢. 15) v arge optcdise. Our patient hss portrJtaton 14184 and young vge. Fortuatey, he has the hettar
ehance e vsval

The treatmer: ol rulachondrial disorders 15 stiin Lis infancy. We are Tooking lorward 10 severa prom sing research
unganvay. UblGuinone analogs { Gebeone, FM-743) showed BNRURAZING FEsulls In earty sTages of the disease.
Current v Sence of LHON-specific gene therzoy also suggest pror sing t-eatment mads’ vies. For +ow, 2 prasent
effective and avallze 1-eatment options for all | HON patients are st 1 acking

Conclusfon:
The wisual pragnes 5 of LHUN &s usual'y 2oor, but partisl wsar recovery may happer
in patients with m13384 rulation, heterapasmy, young age, and large optic disc

Partial Oculomotor Nerve Palsy Caused by

Neurosyphilis
Chiao Ying Liang.
Department of ephthalmology, Taichung Veterans General Hospital, Tawan.

Introductions

na it for ts complex army of presentations, which is caused by the
<pirocheta Treponerma pallidum. Symplamatic neurosyphilis with isalaled cranial nerves na'sy as initial
manifestatan s rare. We 1cport a case with neurosyphilis with initia! presentation of weird oculomoror palsy and
Argyll Robertson pupll

Case report
The patiem was a 25 year old heterosoxual man without known sexusl ransmited discases (STD). He presemed
with acule crset ot ECOM limization of leht eye with diplopla for 4 mombe. On. eamination, his mental status was
clesr and cooperative. There were limitation of upgare and medial gazs of the left ey, causing 18 PD exotropia
and 9 PD left hypatropla, The inraocular findings were ail negative except poliasis of eyelashes and bilazeral
pupillary paresis. 1he biloteral pupils were round but enlarged at 5 mm and nonresclive to direct and consensual
Fght stimulation as well as near v <ion Tracing back his history, be had beer: sutteted hrom some weirl muttitocal
neuromuscular symponts for 4 years, iscluding imermitient sharging pain of legs, dysuria, and hypersomnia. The
preseatatan of crarul nerve palsy, puaillary oaresis jArgyl pupil) and mu'tipl;

dysfunchians arouses the suspicion of neurosyphi'is. Sareening lab test for syphilis and other 510 show strangly
pasilve sypniis mfection iler (RPR reattive 256 DIL, TPHA reactive >1.5120, FTA-ABS 3+, HIV neg). Lumbar
puncture resull {CSF VDRL 16X reactive) canfirmad 1he diapnasis of neuresyphilis, but brain MRI showed
megative finding. After antibiotics treatment of CefRtriaxone Inj 2gm VA QD for 2 weeks, the follow up lumbar
puncture show (31 VORL 2K reactive. Although the Ceftrimone treatment auremplished the trestment goal
{syphilis liler decrease for more than d-foid), all the Symptoms/sipns were persisted ol 4-month foliow up.
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Discussions.

Traditionally, neurosyphilis is considered a form of late or Fertiary synhilis, bul CNS invasion by Treponema

paliidumecan occar at any me atter the initia infrction and might achually peour mare olten han was previously

thoughl, delayved recopmtion and Lieatment may result in ireversible sequetas,

Many patients w'th neur ilis are but i ndude subacute basal meningitis, a
i ular syndrome of small d bral infarttion, erania nerve palsy, chranic gummazaus

inllamenetion with Focal intracranial mass kesions, chronic compoitmental dementia of general paresis, and

chrenic sensory-ataxe myzlopathy of Labes dorsalis. The early symplonats/signs of neurosyphilis were often

nonspecific and complicated. Therefore, Sucn complex or neu-clagical

ina patient should slways rise the suspicion of ncurosypallis. All patlents wth suspected HIV infection or

syphilis pi ing wiich n ymp! zhould hove brain MRI with comtrast and undergo & lumber

puncture with CSF analysls,

Condusions
Neuwrosyphilis is uneontson, but still a sig gical .« It is highty
racommendad to screen for neusosyphills in patlents with cranial nerves palsy ar other unaxpliined nevrclogical
findings. karly diagnasis and treatment of newresyphilis is crucial due 1o
patential pecsistent disabilities that tan be easily heated or even prevented,




