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Abstract

Aurtosomal recessive congenital ichinosis (ARCT) s @ growp of hereditary, nonsyrdroesic disoders of
keratintestion. ARD] encompasses several different clinkcal presentaiions aodd is caused By varkos penetic
miations. Cossronly, ARC] gretests with o tma, thick, shisy enmum coeneum called o collodios
membrane, but paiients with mutations i CYPSFIT reguent by present onby with erythroderma We repori
Phe éade of & patient whao wad heleiosypou e & pathegenic vaitand and & vadant of esdsrtain dgnillcanoe
It CYPEFIZ geowe and presented with a colkdion memteane and developed 2 mild ichifposh phomatype.
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Introduction

Tt ewm sl oo | pecess ive congendtal jchitrpests (ARCT) refers b s group of rare, sonsyrdromic disorders
ol beratindzaiion 1], In the LIS, the prevalence of ARCI has been reporfed to be |- ELUNG- 30000 | 1), ARC]
5 Easori sted wilh et ations (B vaksis fore, Bcleling ABCA LT, ALOX11E, ALOXES, CYPIFII, NIPALS,
TGM 1, CERSS, PRPLAL, CASPRL, SORSCT, AND SULTZE1 | 5. Moat of these identiflod genes panicipate

o 1w wyrnibaeni ol evcsymen and Sranaposters invaderd in Ehe consirodtion, Irinapaort, and of sasembly of
components of the stratum cormeum |4, A TGM I gere mitation b the most common cause of ARCL s it is
sbronghy associabed with a colledion membrane 31 bisih | ||, Only 2% of ARCT cases are linksd bo a2 CYPEFZE
L, ks B ectremely dane | 1. ARCT muy present 50 hirh with a dhiry, L e e fadmed by a
Ehickened strabem comeum, bnown 23 2 colledion memibsrae | 5], Though this i3 a common clinkcal
manritation of ARCI, jubkents with o CYPF2E mitalion Tjically presead wigh enibeodeima, indbead ol 4
rollodios membrane |5). 11 present, 1 coflodion messbrane will dry up, oack, ond peel off over several
weeks, revealing the undertying ARC] phenatype, The commen pherotypes include lamellar kkhghyosis (L1
and congenital Etihyesform erabeodenma iCIEL i self - mpioving collodion ichypo (ST el
hathing suit ichifvosts (BST) can be seem a3 well |0, We discuss a case of ARCE with a pathogenic CYPIFIZ
it i el resenbed a1 bisth with a collaglion messhrane.

Case Presentation

A Bum-day-old male geeserted bo the dermabology consalt service after diffme, thick scaling was nofed ot
birth. O pisseniarion, hiwid noted b have & locally sdheent, thick, vellow  boown, shiny membss 1
hasd cracked open revealing the under bying erpthsema {Figure ). Nath and hale were resed 1o be nooms | and
b bl fi e tapuiens of hullae. He Initially presented with bypeenatiemibs thas resabvmd cover sevedal days,
Chimicaily, the patient wie disgnosed with congenital nom-symdiomic schithyosis and was @ared on
A farice @ dey and placed in a bumidified incubator st o 0% KL Genetics was ooepelied amd a
Congeniril [chahyosis KemeThSlae was cedered. Ophrhulmalgy wis 380 ceaulted, and they s
bilateral superficial punciate kevatopatiyy Sor which Soothe opithaimic sintment was starbeid.
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FIGURE 1: Newborn with collodion membrane at birth
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Crrmartic besting nivvvalen] autgsomal receasive, Beterocepous CYPF 12 -relabed congersall ichibrpomn, ared 1B
pat et was continued om & penike skin-cate regimen including Aquaphor pwice 3 day et 3 dally bath with
mild clemoers. The patient folllewed up a1 there moniba of age and dhowed overslll imprvement i the
mimind of cryeheria snd scalieg). A repeat evam pevealked Bocal mild weroaia along with dlight seale and
hyperineariiy of the soles of the feet (Figare 21,
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FIGURE Z: Patient's left foot
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Thar CYPEFI2 g i3 borabed on chrossosiese 19005.12 and enoodes & P50 oytochiome hosaolog of
lenkririene B w-bydroxylase ||| CYPIFLD i the ity acid ci-hydrecylase gone required Tor (ke production
ol seylevtasside, which i an sspiant Bipid for the akin perseability basrier togrity |7, This geee is sa
I in the 1208 liposygenase patheary, which & osed Sor arachidanic acid metabalism and elcosanald
wyrithais [,

CYPFTE-pelat ol cofipenilal lalyeain tam pivienl wikh of withoed a éallalion membesne o hinh,
ihepending o the type of gene mutation. Patsents witha homoregous CFP4FI2 evbsense mstation an: pot
b with 3 col ledbon membrane, while patienty with one o teo muetations o the subisabe-bieding reghon
sy Bt D iU B Collodian membirand [ 5] Modr patiesns with & CYPARID mursrios se bodn with marked
erythroderma without a collodion mesbrane, hyperlinearsy of palms and soles, and desquamatson on the
sealp, el devebop a mikder LI of CIE phenatygs bated in Ble | 4], This is consitent with oo patiem s case a2
he desveloped very mild focal scaling and hypernearity of the sodes.

Theere harve pok been any reports of this metation kading to ocular sbmormalitkes sech as bilaterad chalazion
and punctaie keeabopathy, which were noted in cur patiend. 11 i wnclear il hese are selabed 2o Bis
undertying schihyak. Patients borm with a ool lodon mem brane whe develop ooular abnommalicies are four
Fimes moee Iikely 1o have TGM | mutations, bot this was nof Ehe cone with our patient | 1]

Although we know that nonsense mudations bn the ABCALT gene causing L o CIF anad TGME retaioen s
responsitle for o majoficy of L1 cases, there is insullicient data on genotype/phenstype correlations for ARCE
with CYPEFIE mutations in the literature | || Becaae CYPIFII-relabed congenital ichitbypos does not
rypically prvsent with a collodion membrane and oty 3 small perorntage of ARC] e, b clinical
presendation bs edremely .

Conclusions

W discuseed o ree cise of ARCI caused by a suraries (n CYPAFID thas presenned with & colbodios
memshrane 3t birth Through this case vigmetie, we would like o bring the clinicians atiention fo the
impaitance of recogeeing congrnital Ehbyoii, vinee e keas of the Cutanrous bamiet can by R
threatening ina newbom.
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