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RAB27A was evolutionary conserved among all species 
available in the database (Fig. D). Polymorphism 
phenotyping-2 (http://genetics.bwh.harvard.edu/pph2/) 
and sorting intolerant from tolerant (http://sift.jcvi.
org/) predicted that it was "probably damaging" and 
"deleterious", respectively. In addition, it was absent in 
250 unrelated Thai controls.

In conclusion, we found two novel mutations in the 
RAB27A gene in a Thai boy with GS2. The identified 
mutations enabled us to perform a prenatal diagnosis 
for the subsequent pregnancy. The fetus was found to 
carry only one mutation. We reported the fi rst case of a 
successful prenatal diagnosis for GS2.
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Crohn's disease with anorectal stenosis 
successfully treated with vedolizumab

Anorectal stenosis (ARS) is a rare complication 
of Crohn's disease (CD) and a risk factor for 
both fecal diversion (FD) and proctectomy,[1,2] 

especially in patients who failed anti-tumor necrosis 
factor-α (anti-TNF) therapy.[3,4] Herein, we presented 
a case of a 17-year-old female diagnosed with CD 
at age 7, with inflammation located in the small 
bowel and colon (Paris classification: L3L4b). Due to 
corticosteroid dependency, infl iximab with concomitant 
azathioprine was introduced at age 9 and discontinued 
two years after, because of the appearance of a 3 cm 
tumor-mass, which resembled a lymphoma, in the oral 
cavity. The histopathologic examination confirmed 
orofacial granulomatosis. The therapy with anti-TNF 
agent (adalimumab) was continued. While treated 
with adalimumab and azathioprine, she presented with 
symptoms of ileus at the age of 14. The cause of the 
obstruction was ARS (4 cm in length), impassable 
by the coloscope, which was resolved by endoscopic 
balloon dilatation (EBD). The dose of adalimumab 
was increased to 80 mg per week and azathioprine 
was continued. Despite this therapy, she needed EBD 
every 3-5 months because of repeated obstructive 
ARS. She suffered from extreme fatigue and was not 
able to attend school. Pediatric Crohn's disease activity 
index (PCDAI) was 45. At that time, surgical therapy 
with FD was planned. Colonoscopy revealed severe 
proctitis with ARS and a simple endoscopic score for 
CD (SES-CD) of 11 in the rectum (Fig. A). However, 
a trial with vedolizumab (VDZ) was started prior to 
surgical therapy at age 16. The response to VDZ was 
assessed at week 10; she was in clinical remission 
(PCDAI=5), feeling energetic and again able to attend 
school. Colonoscopy revealed a dramatic endoscopic 
improvement (Fig. B) with SES-CD of 3.

The management of CD with ARS is challenging. 
Our patient had failed anti-TNF therapy, therefore a 
trial involving the biologic agent VDZ with a different 
mechanism of action was a logical treatment option. 
VDZ is a selective monoclonal antibody against 
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α4β7-integrin, which targets leukocyte trafficking in 
the gastrointestinal tract (GIT).[5] VDZ has not been 
approved for use in pediatric CD, although there are 
clinical trials that report its effectiveness and safety 
in adult CD.[6] Our case demonstrates that VDZ may 
represent a viable treatment option in severe pediatric 

Fig. The endoscopic picture. A: Before therapy with vedolizumab, 
deep ulcerations of anorectal mucosa with anorectal stenosis; B: 
Endosopic improvement after three infusions of vedolizumab.
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B

CD patients with refractory ARS intended for surgical 
therapy. After one year of the VDZ therapy, our patient 
remains in clinical and endoscopic remission without 
the need for EBD or surgical treatment.
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