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Retinal vasculitis the first clue in the diagnosis of 
progressive hemifacial atrophy

Introduction
Retinal vasculitis is a sight-threatening condition that can occur as an isolated ocular disorder or in associa-
tion with various systemic diseases such as Behçet’s syndrome, sarcoidosis, systemic lupus erythematosus, 
and several infectious and neoplastic disorders. Parry–Romberg syndrome (PRS), also known as progressive 
hemifacial atrophy (PHA), is a rare disorder with unknown etiology characterized by unilateral facial atrophy 
involving the skin, underlying soft tissues, and bony structures. Several ocular complications have been 
reported previously in patients with PHA. Here we report on a case of PHA, in which retinal vasculitis was 
the first noticeable sign of the disease.

Case Presentation
A 17-year-old male with newly diagnosed retinal vasculitis was referred to the rheumatology clinic for 
evaluation of an underlying systemic inflammatory disorder. A few weeks earlier, he had presented to the 
ophthalmology clinic with the chief complaint of sudden onset of floaters in the right eye.

The patient did not present with any fever or weight loss and a rheumatologic review of systems showed 
negative results for arthralgias, inflammatory back pain, skin rashes, oral or genital ulcers, Raynaud’s phe-
nomenon, epistaxis, hemoptysis, cough, and shortness of breath. Upon obtaining a further collateral his-
tory from his mother, she recalled the presence of “a triangular pink birthmark” over the right side of his 
forehead, which disappeared with age. Family history was significant for ulcerative colitis in his mother.

Physical examination was significant for enophthalmos of the right eye, minimal deviation of face to the 
right side, and presence of a small bald patch on the right side of the scalp. His visual acuity was 20/40 in 
the right eye and 20/20 in the left; dilated fundus examination showed marked dilation of blood vessels 
on and around the right optic nerve disc, mild disc hemorrhage, scattered cells in the vitreous body, and 
multiple areas of segmental sheathing of retinal vessels associated with irregular areas of diffuse retinal 
whitening and lipid exudates (Figure 1). Anterior chamber examination of the right eye showed trace pig-
mented cells with trace flare. Dilated fundus examination of the left eye was unremarkable.

A comprehensive workup for infectious etiologies for intermediate uveitis and retinal vasculitis was obtained 
and was unremarkable. This included negative Treponema pallidum antibody, VZV IgM and PCR, HSV, CMV 
antibodies, and QuantiFERON Gold as well as serological tests for toxoplasmosis, Lyme disease, HIV, hepatitis B 

Atefeh Vafa1 , Ofelya Gevorgyan2 , Debalina De1 , Sobia Hassan2 

Case-based Review

219

Abstract

Retinal vasculitis is a sight-threatening condition that can occur as an isolated ocular disorder or in 
association with a number of systemic diseases. Parry–Romberg syndrome, also known as progressive 
hemifacial atrophy (PHA), is a rare disorder of unknown etiology characterized by unilateral facial at-
rophy and is associated with multiple ophthalmologic and neurologic manifestations. Here we report 
the case of a 17-year-old man with no prior diagnosis of PHA, who presented with a sudden onset of 
floaters and decreased vision in the right eye; he was found to have retinal vasculitis and uveitis in the 
right eye. Routine workup did not reveal the cause of retinal vasculitis. However, thorough physical 
examination demonstrated features of PHA overlapping with linear scleroderma en coup de sabre. 
The patient was started on treatment with systemic steroids with a later addition of methotrexate; 
he responded to treatment with considerable improvement in his symptoms and ophthalmologic 
examination.
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and C, and West Nile encephalitis. The immuno-
logical workup was notable for negative antinu-
clear antibody test, antineutrophil cytoplasmic 
autoantibody, rheumatoid factor, and HLA B27 
and B51. The ACE level was within the normal 
limit and CXR was unremarkable.

An MRI of the brain was obtained, which 
demonstrated a linear band-like atrophy/scar-
ring of the scalp soft tissue in the right fron-
toparietal region and multiple small foci of 
contrast enhancement in the cortical and sub-
cortical regions in the frontal lobe along with 
areas of gliosis and encephalomalacia in the 
subcortical white matter indicating active and 
chronic inflammatory lesions (Figure 2). MRI of 
the orbits, optic nerves, optic chiasma, and op-
tic tract were unremarkable.

Optical coherence tomography showed op-
tic nerve edema with mild retinal elevation 
consistent with central subretinal fluid in the 
right eye. Visual field testing on the right side 
revealed an enlarged blind spot with a supe-
rior arcuate defect. Fluorescein angiography 
showed an extensive area of capillary non-per-
fusion and multiple microaneurysms (Figure 3).
Based on these symptoms, imaging findings, 
and exclusion of other causes, the patient was 
diagnosed with retinal vasculitis associated 
with PHA overlapping with linear scleroderma 
en coup de sabre (LSCS). He was initially started 
on treatment with 60 mg prednisone per day. 
Methotrexate was added later at 10 mg weekly 
and prednisone was gradually tapered off. He 
is currently on methotrexate 25 mg weekly as 
maintenance therapy, and the latest visual acu-
ity improved to 20/25 in the right eye. Patient 
has been managed collaboratively by ophthal-
mology, neurology, and rheumatology.

Literature Review 
Retinal vasculitis is a sight-threatening in-
flammatory eye disease affecting the retinal 
vasculature, which can present as periphlebi-

tis, periarteritis, and angiitis, and is associated 
with various isolated ocular and systemic dis-
eases such as rheumatologic, infectious, and 
neoplastic disorders. The common features of 
retinal vasculitis include cotton wool spots, in-
traretinal hemorrhage, vascular occlusion, and 
perivascular sheathing.

Progressive hemifacial atrophy is characterized 
by progressive atrophy of one side of the face 
involving the skin and underlying subcutane-
ous and bony structures (1). Although PHA and 
LSCS belong to the same disease spectrum, 
there are some characteristics suggested to 
be valuable in differentiating these two con-
ditions. The presence of preceding inflamma-
tion and induration and less profound scarring 
restricted to the area above the eyebrow are 
more likely to be seen in LSCS. Comparable 
neurologic and ophthalmologic findings were 
reported in both disorders (2).

Currently, the etiology of PHA is not clear and 
seems to be heterogeneous. Possible etiol-
ogies include focal facial trauma, infectious 
causes, autoimmune processes, sympathetic 
nervous system disorders, trigeminal neuritis, 
and hereditary disorders (3).

Progressive hemifacial atrophy has been as-
sociated with multiple ophthalmologic and 
neurologic manifestations occurring in up to 
46% and 60% of cases, respectively (4). Notably, 
there could be a considerable delay between 
the diagnosis of PHA and onset of these com-
plications (5). The most common neurological 
abnormalities described in association with 
PHA include seizures, headaches, movement 
disorders, neuropsychological symptoms, and 
focal neurological symptoms (5). Brain MRI of 
our patient revealed some active and chronic 
inflammatory lesions; however, patient’s histo-
ry and physical exam revealed no neurological 
findings. The most common ophthalmolog-
ic manifestations are enophthalmos, eyelid 
atrophy, ptosis, ectropion, corneal changes, 
heterochromia of the iris, strabismus, uveitis, 
retinal vasculitis, ipsilateral and contralateral 
third nerve paresis, glaucoma, neuroretinitis, 
and macular edema (6). Retinal vasculitis in 
patients with PHA has been described in sev-
eral case reports, and this association raises the 
possibility of an underlying immune-mediated 
inflammatory process as the pathogenesis of 
this syndrome. Furthermore, frequent associ-
ation of PHA with autoimmune diseases can 
support this hypothesis (7).
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Figure 1. Dilated fundus examination showing intraretinal hemorrhage (red arrow), occluded 
vessel (yellow arrow), optic disc edema (green arrow), and perivascular sheathing (blue arrow). 
Retinal hemorrhage was owing to proliferative retinopathy and it improved with intravitreal ste-
roid injection (164×157 mm (120×120 DPI))

Main Points
•	 Progressive hemifacial atrophy has been 

associated with multiple ophthalmolog-
ic and neurologic manifestations.

•	 Ophthalmic complications leading to 
vision loss, such as retinal vasculitis, may 
occur in patients with even minimal fea-
tures of progressive hemifacial atrophy.

•	 These complications can occur several 
years after initial presentation.

•	 A thorough physical exam remains the 
main important factor in making a cor-
rect diagnosis.



There is no cure for PHA; however, several case 
reports have demonstrated a partial response 
to anti-inflammatory or cytotoxic agents in the 
neurologic and ophthalmologic complication 
setting (8). In addition, results of emerging 
studies, which demonstrate the promising ef-
fects of new biologic drugs in the treatment 
of retinal vasculitis secondary to Behçet’s 
syndrome and primary systemic vasculitis (9) 
(10), indicate that biological agents could be a 
strong consideration in the treatment of retinal 

vasculitis in PHA. Resolution and improvement 
of symptoms with immunosuppressive thera-
py is another fact that indicates the possibility 
of an autoimmune etiology for PHA. It is evi-
dent that further investigations into the effi-
cacy of biological agents must be conducted. 
We initially treated our patient with systemic 
steroids and added methotrexate later as a 
steroid-sparing agent. Upon the last follow-up 
examination, a considerable improvement in 
retinal vasculitis was seen.

Conclusion
Ophthalmic complications leading to vision 
loss, such as retinal vasculitis, may occur in 
patients with even minimal features of PHA 
and can occur several years after initial pre-
sentation. High clinical suspicion and a multi-
disciplinary approach, including ophthalmol-
ogists and rheumatologists, are required. This 
case also demonstrates the improvement of 
complications of PHA, such as vasculitis, with 
immunosuppressive drugs. The rarity of this 
entity precludes the availability of a large series 
of controlled trials, and isolated case reports 
may improve the understanding and guide the 
treatment of this condition.  
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Figure 3. Fluorescein angiography, an extensive area of capillary non-perfusion (asterisk), sug-
gestive of obliteration of blood flow. The red arrow shows telangiectatic changes (164×69 mm 
(220×220 DPI))

Figure 2. Areas of gliosis in the right frontal lobe (asterisk) (160×163 mm (120×120 DPI))
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