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and 44mm Hg in OS. In addition, there was a myopic shift 
from baseline of  −4.5 diopters in both eyes. Therefore, the 
patient was diagnosed with topiramate‑induced acute angle 
closure glaucoma.[1,2] There was accumulation of fluid in the 
suprachoroidal space. Anterior‑segment optical coherence 
tomography (AS‑OCT) and ultrasound biomicroscopy (UBM) 
of both eyes showed bilateral angle closure secondary to 
ciliochoroidal effusion [Fig. 1 part a and b; only left eye shown]. 
The weight‑loss drug was stopped and the patient was started 
on topical atropine 2% two times a day, brimonidine 0.2%/
timolol 0.5% fixed‑combination twice a day, and difluprednate 
0.05% four times a day. At the two‑week follow‑up, AS‑OCT 
and UBM imaging showed opening of the angle with complete 
resolution of the ciliochoroidal effusion in both the eyes [Fig. 1 
part c and d]. The IOP was maintained at 13 mm Hg and visual 
acuity improved to 20/20 in both eyes. Visual acuity was stable 
and IOP maintained in the normal range subsequent to a 
stepwise withdrawal of all topical medications.

None of the three phase III clinical trials—EQUATE,[3] 
EQUIP,[4] and the CONQUER[5]—have reported any ocular 
adverse events with fixed‑dose combination of phentermine 
and topiramate. Careful clinical evaluation and multimodal 
imaging enabled accurate diagnosis and documentation of the 
ciliochoroidal effusion in this case.

Declaration of patient consent
The authors certify that they have obtained all appropriate 
patient consent forms. In the form the patient(s) has/have 
given his/her/their consent for his/her/their images and other 

clinical information to be reported in the journal. The patients 
understand that their names and initials will not be published 
and due efforts will be made to conceal their identity, but 
anonymity cannot be guaranteed.

Financial support and sponsorship
Nil.

Conflicts of interest
There are no conflicts of interest.

References
1.	 Fraunfelder FW, Fraunfelder FT, Keates EU. Topiramate‑associated 

acute, bilateral, secondary angle‑closure glaucoma. Ophthalmology 
2004;111:109‑11.

2.	 Rapoport Y, Benegas N, Kuchtey RW, Joos KM. Acute myopia and 
angle closure glaucoma from topiramate in a seven‑year‑old: A case 
report and review of the literature. BMC Pediatr 2014;14:96.

3.	 Aronne LJ, Wadden TA, Peterson C, Winslow D, Odeh S, Gadde KM. 
Evaluation of phentermine and topiramate versus phentermine/
topiramate extended‑release in obese adults. Obesity 2013;21:2163‑71.

4.	 Allison DB, Gadde KM, Garvey WT, Peterson CA, Schwiers ML, 
Najarian T, et  al. Controlled‑release phentermine/topiramate in 
severely obese adults: A  randomized controlled trial  (EQUIP). 
Obesity 2012;20:330‑42.

5.	 Gadde KM, Allison DB, Ryan DH, Peterson CA, Troupin  B, 
Schwiers ML, et al. Effects of low‑dose, controlled‑release, phentermine 
plus topiramate combination on weight and associated comorbidities 
in overweight and obese adults  (CONQUER): A  randomised, 
placebo‑controlled, phase 3 trial. Lancet 2011;377:1341‑52.

Shri Bhagwan Mahavir Vitreoretinal Services, 1Pediatric Ophthalmology 
Services, Medical Research Foundation, Chennai, Tamil Nadu, India

Correspondence to: Dr. Ekta Rishi, Senior Consultant, Shri Bhagwan 
Mahavir Vitreoretinal Services, Medical Research Foundation, Sankara 
Nethralaya, 18 College Road, Chennai ‑ 600 006, Tamil Nadu, India. 
E‑mail: ek_and@yahoo.com

Manuscript received: 02.05.18; Revision accepted: 10.04.19

Cite this article as: Rishi E, Sodhi P, Swaminathan M, Rishi P. Goltz 
syndrome: Primary diagnosis by an ophthalmologist. Indian J Ophthalmol 
2019;67:1467-8.

This is an open access journal, and articles are distributed under the terms of 
the Creative Commons Attribution‑NonCommercial‑ShareAlike 4.0 License, 
which allows others to remix, tweak, and build upon the work non‑commercially, 
as long as appropriate credit is given and the new creations are licensed under 
the identical terms.

For reprints contact: reprints@medknow.com

Goltz syndrome: Primary diagnosis by 
an ophthalmologist

Ekta Rishi, Preet Sodhi, Meenakshi Swaminathan1, 
Pukhraj Rishi

Key words: Coloboma, focal dermal hypoplasia, Goltz 
syndrome

Access this article online
Quick Response Code: Website: 

www.ijo.in

DOI:
10.4103/ijo.IJO_724_18

PMID: 
*****

Goltz syndrome is a rare multisystem disorder affecting tissues 
of meso‑ectodermal origin with cutaneous, skeletal, ocular, and 
dental abnormalities.

A 3‑year‑old girl presented with decreased vision in both the 
eyes and a history of cleft‑lip repair and delayed milestones. 
Her vision was 3/60 by Lea symbols in both eyes. There was 
a partial ptosis of right eyelid, microcornea, microphthalmos, 
and iris coloboma in both the eyes with subluxated cataractous 
lens (right more than left) and stretched ciliary processes [Fig. 1]. 
The fundus examination revealed retinochoroidal coloboma 
involving disc and macula in both the eyes.

There was microcephaly and alopecia with asymmetry 
of both sides of the face along with notched left nares. She 
had hypopigmented, depressed, and ill‑defined macules 
dispersed over her face. There was polydactyly with 
syndactyly of the fifth and sixth finger, and the third and 
fourth finger of left hand, with a characteristic lobster claw 
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Figure 2: Composite picture depicting various manifestations of a child 
with Goltz syndrome. (a) External picture of face showing repaired 
cleft lip  (yellow arrow), high‑arched palate, small oropharyngeal 
papilloma, abnormal dentition with abnormal spacing, malocclusion, 
gingival hyperplasia, and enamel defects (black arrow). Hypopigmented 
macules over her face  (white arrow) and body. (b) Polydactyly, 
syndactyly  (white arrows) of left‑hand fingers with lobster‑claw 
deformity. (c) Alopecia. (d) Oligodactyly of right toes  (arrow) with 
hypoplasia of the nails. (e-g) Asymmetry of two sides of face with 
notched nare on left side and microcephaly
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Figure 1: (a) Ophthalmic examination showed microcornea, microphthalmos with coloboma iris, and subluxated cataractous lens with stretched 
ciliary processes. (b) Retinochoroidal coloboma seen in the fundus photograph of right eye
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Goltz syndrome is an uncommon X‑linked disorder with a 
probable locus at PORCN gene (Xp11.23). Skin involvement is 
essential for the diagnosis with hypoplasia of the dermis with 
ocular involvement seen in 40–70% patients.[1‑4] Some patients 
present with mental retardation, microcephaly, and hearing 
defects. Skeletal defects are seen in 80% of the patients, including 
spinal defects, polydactyly, syndactyly, or clinodactyly.[5]

All features may not be present in one patient due to 
mosaicism. Treatment of Goltz syndrome is largely supportive. 
Ophthalmologist may be the first point of contact; timely visual 
rehabilitation may reduce the associated morbidity of the disease.
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deformity; oligodactyly of right third and fourth toe; and 
hypoplasia of the nails  [Fig.  2]. Her X‑ray spine showed 
an abnormal sacral vertebra. A high‑arched palate, small 
oropharyngeal papilloma, abnormal dentition with enamel 
defects, abnormal spacing, malocclusion, and gingival 
hyperplasia were also noted. Heterozygous nonsense 
mutation c.727C>T (p.R243*) in exon 9 in the DNA of baby 
was found and has been earlier described in patients with 
Goltz‑Gorlin syndrome.


