
Introduction: Celiac disease (CD) is an 
autoimmune condition affecting the small 
intestine, triggered by the ingestion of gluten, 
the protein fraction of wheat, barley, and rye. 
When patient with celiac disease ingest gluten, 
an immunologically mediated inflammatory 
response occurs that damages the mucosa of 
their intestines, resulting in malabsorption of 
food nutrients. Apart from gastrointestinal 
symptoms, celiac disease has extraintestinal 
symptoms like anemia, osteopenia, motor 
weakness,  ataxia,  seizures,  peripheral 
neuropathy, dermatitis herpetiformis, bleeding 
diathesis and ophthalmic manifestations like 
uveitis, cataract, orbital myositis, retinopathy, 
occipital calcification and rarely optic 
neuropathy. We are reporting a case of celiac 
disease who presented as acute loss of vision of 
left eye.

Case report: An eight year old boy presented 
with painless acute loss of vision of left eye in 
July 2018 which was preceded by blurring of 
vision for few hours. There was no history of 
fever, rashes, vomiting, diarrhea, constipation, 
seizures or headache. On examination vitals 
were stable, weight: 18.1 Kg (5-10th centile), 
Height: 114 cm (5-10th centile). There was 
pallor on general examination. Systemic 

Examination was normal.  He was referred to 
ophthalmologist and pediatric neurologist. 
Ophthalmologist's evaluation showed no 
abnormal finding. Paediatric neurologist 
advised MRI brain and Orbit. MRI showed 
Inflammatory changes in left preseptal orbital 
region extending into the post septal and retro 
bulbar region showing moderate contrast 
enhancement, left orbital optic nerve showed 
focal loss of perineural CSF signals, focal 
hyperintensity with focal acute neuritis changes 
(Fig. 1 A). CSF was advised but was refused by 
the parents. CRP was 1.2mg/L (0-5).

In view of anemia and poor growth following 
investigations were done: Hb 7.3 gm/dl, MCV: 
55.5 fL, Total Leucocyte count 9100/µL; 
Platelets: 458000/µL, RDW: 23.3 %. Serum 
tissue transglutaminase IgA >300 unit/ml 
(Upper limit is 18unit/ml).UGI endoscopy was 
suggestive of scalloping of duodenal mucosal 
folds. Duodenal biopsy showed Marsh grade III 
b changes (Fig. 1 B)

He was put on strict gluten free diet. In view of 
acu i ty  o f  symptoms  and  changes  o f 
demyelination he was given 3 doses of injection 
methyl prednisolone followed by oral 
prednisolone which was gradually tapered and 
stopped over next 4 weeks. The child regained 
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full vision in left eye after six days of treatment. 
On follow up till 6 months, his weight and 
height centiles have increased to 50%ile and 
there was no further episode of vision loss.

Discussion: Atypical forms of celiac disease 
without prominent gastrointestinal symptoms 
a n d  w i t h  f r e q u e n t  e x t r a - i n t e s t i n a l 
manifestations, are being increasingly 
recognized, especially over the past decade, 
both in adult and pediatric patients. The 
ophthalmic manifestations can be divided into 
autoimmune disorders  and absorptive 
disabilities. The manifestations related to 
malnutrition are correlated to the low levels of 
vitamin A, Vitamin D, and calcium which could 
cause retinopathy, cataract, dry eye and 
pseudotumor cerebri. The manifestations 
related to autoimmune disorders are orbital 
myositis, uveitis, thyroiditis associated with 
orbitopathy and brain occipital calcification. [1] 

Similar presentations of celiac disease with 
acute loss of vision related optic neuropathy has 
been reported in literature. Boushehri et al. 
r epor t ed  an  adu l t  who  responded  to 
immunosuppressive therapy and gluten free 
diet. [2] Another case of celiac disease with right 
sided optic neuritis was reported in which the 
neurological examination was unremarkable 
and brain MRI showed non specific white 
matter lesions. Vasculitis tests were normal and 
anti-aquaporin 4 antibody was negative. CSF 
was normal and oligoclonal band was negative. 
The optic neuritis improved with intravenous 
methylprednisolone pulse therapy for 5 days. 
[3] A pediatric case has also been reported with 
recurrent optic neuritis, celiac disease, partial 
IgA and IgG3 deficiency. Treatment with 
Tacrolimus was successful in preventing 
disease relapses. [4]

To conclude, we report the unusual association 
of optic neuritis and celiac disease. The fact that 
celiac is an autoimmune disease and one 
autoimmune disease predisposes to another, the 
optic neuritis in this case with response to 
immunosuppression appears to be linked to 
celiac disease.

Fig1 – (A) MRI orbit showed loss of 
perineural CSF signals, focal hyper intensity 
suggestive of demyelinating optic neuritis.

(B) Duodenal mucosal biopsy demonstrated 
crypt hyperplasia, lymphocytic proliferation 
and villous atrophy consistent with Marsh         
grade IIIb. 
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CASE REPORT

Introduction:

Johanson-Blizzard syndrome (JBS) is a very 
rare autosomal recessive disorder first described 
in 1971 by Johanson and Blizzard [1]. It is 
characterized by exocrine pancreatic insufficiency, 
nasal wing hypoplasia, ectodermal scalp defect, 
growth retardation and other abnormalities. It is 
caused by mutations of the UBR1 gene, which is 
highly expressed in pancreatic tissue (2).

Less than 100 cases of JBS have been reported 
worldwide and very few from India. We here 
report a rare case of JBS who presented with 
steatorrhoea and failure to thrive.

Case report: 

Two month old female baby presented with 
complains of chronic diarrhoea with greasy 
stools since birth. She was first child of her 
parents, born out of consanguineous marriage at 
full term. Her birth weight was 2 kg and was 
exclusively breastfed. She also had failure to 
thrive with weight at presentation of just 1.7 kg. 
She had peculiar dysmorphic facies with 
hypoplastic alae nasi, upslanting palpebral 
fissure and patchy loss of hair on scalp (Image 1)

Her routine investigations including complete 
blood count, liver function tests, serum 
electrolytes were normal. TSH was normal. 
Stool for fat globules showed 30 droplets/high 
power field. Ultrasound abdomen showed fatty 
infiltration of pancreas. Echocardiography was 
normal. BERA and fecal elastase were not done.

Her characteristic facies with evidence of 
exocrine pancreatic insufficiency (steatorrhoea 
& fatty infiltration of pancreas) led to syndromic 
diagnosis of Johanson Blizzard Syndrome. Her 
blood sample for genetic testing of JBS was 

sent. She was started on pancreatic enzyme 
supplementation (2000 IU lipase per feed, with 
estimated 20000 IU/day for 8-10 feeds/day ) 
along with fat-soluble vitamin supplements. 

Outcome:

Baby was lost to follow up and later on enquiry 
found to have died at home at 3 months of age.

Later genetic testing confirmed the heterozygous 
missense mutation (c.1688C>A, p.Ala563Asp) 
in exon 44 in both alleles by Sanger sequencing 
and diagnosis of Johanson blizzard syndrome.

Discussion:

Classic cases of JBS present in early infancy 
with syndromic features and severe exocrine 
pancreatic insufficiency. The genetic defect of 
JBS is a homozygous loss-of-function mutation 
in the Ubiquitin-Protein Ligase E3 Component 
N-Recognin 1 (UBR1) gene, located on 
chromosome 15q15-21.UBR1 is essential in the 
development and maintenance of acinarcells 
and mutation in this gene results in in-utero 
destruction of acinar tissue followed by fatty 
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Image : 1 : Characterstic facies of the baby




