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Ocular Manifestations, Treatment Outcome and Clinical Course of Infective
Keratitis of Keratitis-Ichthyosis-Deafness Syndrome
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Purpose: To report the ocular manifestations and treatment outcomes of infective keratitis in a patient with keratitis-ich-
thyosis-deafness (KID) syndrome and to report a newly discovered mutation in the GJB2 gene in Korea.

Case summary: A 32-month-old boy was referred to the Ophthalmology Clinic for bilateral corneal opacity and glare. The patient
showed alopecia, hyperkeratotic skin in both limbs, and hearing loss in both ears. Ocular examination showed loss of eyebrows
and eyelashes, hyperkeratotic lesions of the eyelids, mucopurulent discharge in the eyelids, and opacity and scarring with super-
ficial vascularization and conjunctivalization in both corneas. Molecular analysis showed a pathogenic variant in the GJB2 gene
and confirmed the diagnosis of KID syndrome. Superficial keratectomy and amniotic membrane transplantation were performed
in both eyes. Corneal opacity recurred in the left eye; treatment with bevacizumab eyedrops was instituted and penetrating kera-
toplasty was performed in the left eye. Corneal stromal opacity relapsed in the left eye; 5% vancomycin and 5% ceftazidime eye-
drops were started and methicillin-resistant Staphylococcus aureus was cultured from a corneal scraping specimen.
Conclusions: A careful observation of ocular manifestations in KID syndrome is needed to prevent infective keratitis and limbal
cell deficiency; intensive antibiotic eyedrop treatment is recommended to prevent permanent visual impairment.
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Figure 1. Clinical appearance of a 1-year-old boy with Keratitis-Ichthyosis-Deafness syndrome. (A) Facial appearance with hyper-
keratotic lid lesions, alopecia. (B) Palmoplantar hyperkeratosiss. (C) Back appearance with hyperkeratotic skin.
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Figure 2. Anterior segment photograph of the both eyes of a patient with Keratitis-Ichthyosis-Deafness syndrome at first
presentation. (A) Right eye of the patient showing corneal opacity, conjunctivalization of the corneal surface, (B) left eye of the pa-

tient showing aggressive conjunctivalization of corneal surface.

Figure 3. Anterior segment photograph of left eye of the patient with Keratitis-Ichthyosis-Deafness syndrome, 1 month after pene-
trating keratoplasty. (A) Anterior photograph with fluorescein stain of left eye showing total epithelium. (B) Corneal graft showing

diffuse stromal opacity.
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Figure 4. A chromatogram of the patient with Keratitis-Ichthyosis-
Deafness (KID) syndrome and family. The patient with KID
syndrome molecular analysis showed a pathogenic variant in
the GJB2 gene (c.34G>T). All members of the patient’s fam-
ily showed no pathogenic variant in GJB2 gene.
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chopal B4 7S S5 2B vholel A, HE, A
ol Tt AHe f1@/de] FkRtekar skeie)h Gilliam
and Williams''of] w2® 714 &35 Rug Haqs
Staphylococcus aureus, Escherichia coli, Pseudomonas aeru-
ginosa, Trychophyton rubrum, Candida albicans $=°]%12.
wl, 4ok, ok g0l AAHSl o] B
W, ojelo] W 4Rle] A$ 7hlo] mo] wekn A9t

B H0]lt}. Shiraishi et al'’of] w2 124F Yolo] Ey}
t}e]o| A Staphylococcus aureus, Streptococcus pyogenes,
Proteus mirabilis, Corynebacterium, Enterococcus avium,
Candida albicans7} A %)2)3, Skinner et al’o]] wh=m 244F



o2} Yol A Al F ] ZFol| A Trichophyton rubrum©] <& ol AEZE Y] S Ho|x]| figtow, Ztupild oE
AE Tk Huskley 7| =55t ebAtol| A w5 4 ¢ o] Hhstlrh SHANE viFE ARl Al MRSAZ} HljFE o],
A F7He 713 YA s e A 9T 1 7| E5TTeAtol A AP A At A obdTet
ol Wyt Wzste ls Fho] Wayske] HAA o] X T ) A Forde Ak, wHF A Ao
o 7hsAol wokAE A v AduAxs It A 7530l thalial &4 FFsliTolor & Aow Azt
Wzpele w7 HAATE AAlsh] 2 SolRke Hoh ASzdolds & SRE7ME Ve e s Qe
o] Qlrh” A7 durdo] gt x|&2]o]aL, HFA Q1 fejiyto] of
MRS BE Aol YL 2B S Bavk 9l Usk Aol Fekdel diald A welE sk, 4542
o}, okubd 7l diid: muE e gtk gAzvd 4ol girleh, Az 23 4310l
Sonoda et al’S: ZHloF 8 Wkaso] BNHE 64M ZE A Ao} Baw Aew Az,
S FA EAPA Alat 9 X i FEARE AIBEHA = S 29| glotof|a] HFzhto|Als 9o SRETIAE
O, HiFE 2 lglen, AR HUA Fo 7R R FEZ o] A% (Keratolimbal Allograft)
A= FHASHR Eelittal Bauslich B ZHoA % = F3Zvku)gto] Al(Allograft conjunctival transplantation)
21 Al Zhdrol] rEgh bR o] HolA| obglhal, Zhd) = 1S 4= glo, ghof yolr) ol o2, & 87
e Aulo] =3t o], A EE UEtle 242 o HAAAAIE 717 ARgsfiof sta=, gholo] Aled
ARy, eaidolA AlSEE et 2ty 24 vk Al H(visual rehabilitation)= 93 Aoz HFziuto]A]
A 5 % 54 3714 tQ) Pseudomonas aeruginosa = ARl S ERolAEl & AR e
oF a7 4 Bt Streptococcus pneumoniae7t B astglon 7|ESateAl 3N FE ol 4
F8E Aer Hol, AFAQ AN A AlAS= 2t =9 & BYE B AtolA] 37 R o] A HAYRH
& o] glojets, vjdEgd gezvrddo] st i 7} @Akl en, HHEA el SEuEol sl 8
T AUtks AS HojEm, Z27)of A=A Q1 YA QkeF ] stgta ®asgieh”
27F Ho% Zlom AZME et 7| S ghAto A £ Zd Sob= 971 AQ A At 34 47191 G}
Aazturdo] Rk AtEle A AAA R Zetzateol CE X2 Ho|(NM_004004.5:¢.34G>C) 7} A= glet
HAEE 1o 9] Th2 B3 919)th Sonoda et al’of w2 (Fig. 4). o] ¥ol= 1294 o}u]iAkl glycine arginine
H 7| ESFde oA SHREVIME 7sRHCRE % o2 XA AoR A= Ho|(p.Glyl2Arg) 241 2015
ZraA| A2 AAE aR ZPATT| A EZ0] 2| ekA] American College of Medical Genetics and Genomics and
o] Z75tal ol&= A9 g Y¥ES FUA7|EE, the Association for Molecular Pathology guidelineso] w&}
Wb grazitedol] dal o) A A BAskn HAH A Wol(pathogenic varian)E H4E]o], EA-9 A5t
ol A Amrt dad Aow AYZEH o7 7|EFFo] S o] Wol= 7|&Ed 7|=EF
A= 7| =S Aol A AFZdfol A ae AT T Aol Bargl v gl oAk gkl A
gF Bl gldlch sfejolA Aol AleE AlE F A% AL oHo] AZo|th FAto] gl gole] ofmy,
A= =5 HuEglew, Axks A7 = A= oA, &, SAYNAA G Holo et HARE Al
A 3719 FEIE SIS o= SISl 31 & 12 A2t A Hol= AR A o, i #oli= gt A de novo®
o|Als & ZHuptE| 7L Bz Qg Aol ¢El W Brown et A Ao s weshich
al’ 2 54 7|EFH T ofololl A Felof 33| AZztuto] 7T A Ao wzstE fAEEmE b
Al & oA EAAATRE lFztutolAlaS Al S 71 ZF, AAEL dye SEAeR Yehfe AdA
£ ®15glom, Djalilian et al'S AZzbalo| 44 3 o] Ao ®, thEi 22 44 Uetle A=A
AR = 2R R Aol aS ARt SHEHE AR A E kA HAL o]R|QIF A HARE AR
215tk Cheung et al'’2 7| E5F gkl A HA52 ff 2710 At Ak el vujdsy dgatd, &5
arol Al 3 o AT O] Th F Q1S o] AARRES S7IME 7 FAA A AT H ] i Fol tieiA =
He}, §RE7IH2 715A stz QI3 ZvwHel otz 7o) A 25 Aggsto] GARl AlEEAS ol 4 Sl
Qlsf ARt HArskqiek ShX|YE MFZutoldls 2 = Ao® AZtETE E3F oA A3 wdE fAAk
daziargdo] WARE Al T1EQt HalER] itk 2 ojof] tjsff Hirste] 7| =S| ety X7 g0l
oA s #eE A5zl & ZutolAHo| HF 4] w3} gk
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