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URBACH-WEITHE DISEASE (LIPOID PROTINOSIS): A CASE REPORT
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JIinoionuii npomeinos — ye pioKiCHUll aymocomHo- peyecugruil po3nad. 41 piunuil yonosik Caydi mae ypaxceHHs
WKipu, CIu3060i 000I0HKU poma ma Ml pisHOMAKImui nPOs6U, neput 3a 6ce, xpunomy 2oinocy. bioncia suasuna
8i0KNIa0enH s cianiny. Memoro docniodcents Oyn0 onucamu 00Ci He CXapaKkmepuzo8amy xeopoby apabcvbkozo Hace-

JIeHHs1, IINOIOHULL NPOMeiHo3

Knrouosi cnosa: ninoionuii npomeinos, x60poonusi 6i0KIA0eHH s, AymOCOMHO-PeYeCUGHULL

1. Introduction

Lipoid proteinosis (Urbach-Wiethe disease or Hy-
alinosis cutis et mucosae) is considered as a rare disor-
der, inherited as autosomal recessive pattern [1]. Lipoid
proteinosis is caused by progressive hyaline material
deposition in the skin, mucous membrane and different
body organs [2]. Patients usually present with different
clinical manifestations, classically appear in infants as a
hoarse cry which results from laryngeal infiltration [3].
The objective of the present work is to report a large un-
characterized disease in Arab population such as lipoid
proteinosis in middle adulthood
male, who present with classi-
cal manifestations of the diseases
with scrotal and genital ulceration.

2. Aim

To report a large uncharac-
terized disease in Arab population
such as lipoid proteinosis in mid-
dle adulthood male.

3. Case report

A 41 year-old Saudi male,
born to consanguineous parents.
He started to follow up in Der-
matology clinic eight years back
when he presented with progres-
sive skin and oral mucosal lesions.
The skin lesions were distributed
on face, extremities and groin.
Since that time patient was on
symptomatic treatment such as e
emollients and antihistamine. The
patient had previous history of
intertrigo on axilla and groin, he
also was admitted as a case of left
knee cellulitis.

The patient has history of frequent hospital visits.
He follows up with ENT clinic due to hoarseness of voice
which started in early childhood. He also had restricted
tongue movement with speech impairment. Patient pre-
sented once to emergency department with respiratory
obstruction, he was managed by tracheostomy tube in-
sertion. Flexible fiberoptic nasopharyngoscopy was done,
and showed nasoropharyngeal deposits with clear glottis

and normal mobile vocal cord. He is also known to have
gastroesophageal refluxe disease. Patient has a positive
history of multiple attacks of seizures, he had computer
tomography scan of brain with contrast, no abnormalities
were noticed, but he follows up in Neurology clinic as a
case of epilepsy. No history of visual disturbances, pho-
tosensitivity and family history was irrelevant.

On examination thickened hyperpigmented scaly
plaques were distributed on, extremities and groin
(Fig. 1, 2). Multiple atrophic depressed scars were found
on forehead and cheeks.

Fig. 1. Hyperkeratotic hyperpigmented scaly verrucous plaques on the dorsum of

the hands

Beaded papules on thickened margins of the eye-
lids was also noticed. On oral cavity a thickened lingual
mucosa with nodular infiltration was appreciated (Fig. 3).

Examination also revealed scrotal with genital
ulcers. Systemic examination revealed no abnormalities.

Routine investigations were normal. Biopsy
from oral mucosa was taken and revealed epithelial
hyperplasia and hyaline like deposition in the subep-
ithelial tissue with hyaline mantles around the blood
vessels (Fig. 4).
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Fig. 3. A row of beaded papules on the margin of
the upper eyelid

Fig. 4. Histopathology shows epithelial hyperplasia and
hyaline like deposition in the subepithelial tissue with
hyaline mantles around the blood vessels (H&E, x40)

4. Discussion

Lipoid proteinosis (Urbach-Wiethe disease or Hy-
alinosis cutis et mucosae) which is considered as a rare
disorder, inherited as autosomal recessive pattern. The
diagnosis depends on the clinical manifestations of the
disease and confirmed by biopsy [2, 3].

In 2002, a pathogenic mutation in extracellular
matrix protein 1 gene (ECM1) on chromosome 1qg21
was found to cause lipoid proteinosis [4]. ECM1 gene is
responsible of controlling epidermal differentiation [5]. It
works as a “biological glue” in the dermis, by regulating
basement membrane and interstitial collagen fibril mac-
ro-assembly and growth factor binding. ECM1 mutation
alters the dermal homeostasis, that will lead to a hyaline
material deposition in skin and other sites like oral cavity,
larynx, central nervous system, and others [6, 7].

Usually the hoarse voice is the first thing that pa-
tients can present with as in our patient, and it may either
develop in infancy or in early childhood [3].

Skin lesions usually follow the hoarseness and de-
velop within first few years of life. The first skin lesions
are often blisters in early childhood [2]. Many patients
presents with generalized skin thickening on the face,
trunk, flexures, extremities and groin [3]. Some patients
presents with acneform scarring particularly in face and
extremities [2, 3]. These scarring may follow trauma or
occur spontaneously [2]. Our patient developed a waxy
papules and atrophic scars mainly on face with plaques
distributed in the body.

Beaded papules around the eyelid margins (monili-
form blepharosis) are typically found in our patient which
is a pathognomonic sign of lipoid proteinosis, similar le-
sions are also found in oral cavity [1, 3]. The lips, tongue,
soft palate, tonsils and pharynx are usually involved. Lim-
ited tongue movements and speech difficulties as noticed
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in our case are caused by hyaline deposition in the sub-
lingual frenulum and tongue. Many of patients suffer of
xerostomia, dental abnormalities and dysphagia as a result
of oral cavity infiltration [2]. Infiltration can also involve
pharynx and larynx leading to respiratory distress ending
up with tracheostomy tube insertion as in our patient [2].

Our patient had multiple attacks of seizures, which
is common in lipoid proteinosis. Other mental retarda-
tion, and neuropsychiatric illnesses can also seen in the
lipoid proteinosis [3].

Other extracutaneous features as ocular mani-
festations may include dry eyes, open angle glaucoma,
drusen in the macula, retinitis pigmentosa, uveitis and
subluxation of the lens has been reported along with
lipoid proteinosis, which were not founded in our case [§].

In CT scan study, we could not find any calcifica-
tion of the temporal lobe or hioppocampi, which usually
appears as bean-shaped opacities and considered to be
pathognomonic of the disease [3].

Histopathology of lipoid proteinosis shows thick-
ening at the dermoepidermal junction caused by depo-
sition of hyaline material at the level of basement
membrane [7]. These histopathological characteristics
described above matches the histology of our case [6].

There is no definitive treatment till now. Dimethyl
sulfoxide, oral retinoids, and dermabrasion have been
shown to improves skin lesions. Surgical management

such as microlaryngeal surgery of the vocal cords using
CO, laser to reduce their thickness and hoarseness [1].
Acitretin in a couple of case reports shows a signifi-
cant improvement in hoarseness of voice, while a very
minimal to no improvement in cutaneous lesion [9, 10].
Our patient is on symptomatic treatment as emollients
and antihistamine but still he didn’t show significant
improvement. Potassium permanganate, bactroban and
Augmentin was prescribed for the scrotal ulcer and
healed completely after two weeks.

5. Conclusion

To sum it up, our patient is born to consanguine-
ous parents which plays an important role of the disease
presentation. In Saudi Arabia community where consan-
guineous marriages are very common, this can increase
the incidence of such a disease in offspring, which should
arise the need of spreading awareness in public. The
wide list of presentations our patient came with, starting
with early childhood hoarseness to the specific early skin
lesions should help in early diagnosis of lipoid protieno-
sis. Awareness among dermatologists about this entity is
crucial for proper diagnosis. Life threatening conditions
of lipoid protienosis most importantly acute airway ob-
struction and seizures should emphasize the need of early
diagnosis and early referral to other specialty clinics to
prevent such fatal complications.
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AHAJII3 CYUHACHUX METOIIB JIATHOCTHUKHU ¥ ITIOCTPAXKIAJINX 3
HECTABUIBHUMMH INOWKO/’KEHHAMMU TA3A 1 TASOBUX OPT'AHIB I1PU
MOJIITPABMI B TOCTPOMY MEPIOJAI TPABMATUYHOI XBOPOBH

© M. JI. Ankin, B. B. Bypayka, C. O. Kopoas

Memoio docnidocenns 6y10 yOOCKOHANEHHs OIAZHOCMUYHOI Npo2pamu Yy NOCMpajicoamux 3 HecmabiibHUMU
NOWKOONCEHHAMU MA3a [ MA306UX OP2AHi6 Npu NONIMPAGMI HA OCHOBL OYIHKU MICKOCMI MPAsMu 3 Memoio
8UOOPY ONMUMANBHOL XIPYPeIUHOT MAKMuKu JIKY8AHHs 6 20CMPOoMy nepiodi mpasmamuynoi xeopoou. Oodep-
Jrcami pesyrbmamu 003604UNU PO3POOUMU CXEMY NPOMEHEeBOi OiaeHOCIMUKU HeCMAbilbHO20 MA306020 Kilbys,
a makodc CKOPOMUMU MEPMIHU BULGNEHHS. NOUKOONCeHb MA308UX OP2AHIE Y NAYIEHMIE NpU HeCMabiIbHOMY |
KPpUMU4HOMY CIMAHAX

Knrouosi cnosa: necmabinonuii mas, nonimpasma, masoei opeanu, Memoou 0lazHOCMUKU, 20CMPUll nepiod mpas-

MamuyHoi x60poou

1. Beryn

CryniHb Ta XapakTep IOUIKOKEHHS Ta30BOr0O
KUIBLS PO3LIHIOETHCS SIK TMOKA3HUK TSIKKOCTI TPaBMHU
[1-5]. ITousATTS cTabiABPHOCTI Ta3a BU3HAYAE MOJANBIIY
TAaKTHKY, @ BUKOPHUCTaHHS KJIacU(iKalill IMOMIKOIKEHb
3a M. Tile — AO/ASIF i Letournel — AO/ASIF nonomarae
BUOpaTH HaWOUIBII palioOHATBHUN CIOCIO JIKyBaHHS 1
MPOrHO3YBaTH (DYHKI[IOHAIBHI PE3yIbTaTH MOMIKOKEHb
KICTOK Ta3y 1 MepeoMiB BEPTIIOroBOi 3aaJlHN Y KOH-
KpeTHHUX MocTpaxaanux [6, 7].

[MocTpakgasioro 3 NOIIKOAKEHHSIM Ta30BOI J1JISTH-
ku ripu nosritpasMi (ISS>17 6aniB) HeoOXiaHO pO3rIIAAATH
SIK TaKoro, SIKWH MOTEHIIIHO Mae MPUXOBaHY KaTacTpo-
(iuHy TpaBMyY BHYTPIIIHIX OpraHiB, MaricTpajbHHUX CY-
JIMH 1 TOMy HOMY B HaWOMMIKYMK Yac HEOOXiJHO mpoBe-
CTH MYJIBTHANCIHUIUTIHApHE 00cTexeHHs [8, 9].

biuzbko 60 % nmocTpaxkaanux 3 MOMKOAKESHHIMHI
tazoBoi aunstaku (I1T/]) mpu momiTpaBMi MarTh MOEA-
HaHHS HECTaOlIBHUX IEpPEeIOMiB KICTOK Ta3y 1 IOIIKO-
JDKCHB Ta30BHUX opraxis [2, 10, 11].

ITpn Bkpait TsoKKil TpaBmi (Ol 20 % moctpax-
nanux, ISS>40 6axniB), 6araTo KIIIHIYHAX CHMITOMIB He-
MOYJIMBO BU3HAUUTH 1 TOJII 1iarHO3 MMOLIKOKEHb KICTOK
Ta3a Ta Ta30BHX OpPraHiB BCTAHOBJIIOETHCS TUIBKH Ha
OCHOBI ITPOMEHEBUX (OIJIs10Ba, OararonpoekuiiiHa Koca
peHTreHorpadisi, perporpaaHa KOHTPacTHa ypeTpOLH-
crorpadis, cripanbHa koM orepHa romorpadist (CKT))

Ta IHCTPYMEHTAJbHUX METOAIB IOCIHIJKEHHs (Jlamapo-
LIEHTE3, A1arHOCTUYHA MIKpOJIanapoToMis).

KiriHiuHl O3HAaKM MOE€IHAHUX IMOLIKOKEHL Ta3a
Ta HOro opraHiB pi3HOMaHITHI, IX BUPAKEHICTh HIBEIIO-
€THCS CHMIITOMaMHU KOHKYPYIOWOro abo JOMiHYIOYOTro
TIOUIKO/IKEHHS, JII€I0 MEAMKaMEHTO3HUX 3ac00iB, MpoTe,
JETaIbHUHM aHali3 KIIHIYHUX CHUMIITOMIB, pe3yibTaTiB
71a00paToOpHUX Ta IHCTPYMEHTAJIBHHUX JNOCIIIKCHb J03-
BOJISIE BYACHO X niarHocTyBatd. O0’€M 1 MOCIiIOBHICTH
CydacCHMX METOJIB JIarHOCTUKH 3aJIKUTh B TEpIIy
Yepry BiA TSKKOCTI TPaBMH, a TaKOX BiJl OCHAICHHS
CTalioHapy, KyAH JIOCTaBJISAIOTh MOCTpaXKAayoro. AHa-
73 nanux nirteparypu [10, 12, 13] cBiguuTh npo Te, 110
KJIIHIKO-/1IarHOCTUYHA TIporpama y HOCTPaKIaluX 3
IITA npw TsOKKi MHOXKMHHIN Ta IOEIHAHIN TpaBMi B ro-
crpomy (1-3 noba) nepioni TpaBmarnyHOi XxBopoou (TX)
MIOBHICTIO HE BU3HAYCHA 1 MOTPedy€e A0OMPaLIOBAHHS.

2. OOrpyHTOBAHICTb JOCJiKEHHSI

IIpu Tsxxux ta Bkpai Tsxkux IITJ] B ymoBax
orepaliifHoi mapajeabHO 3 MPOTUIIOKOBUMU 3aXOJaMH
BUKOHYIOTB, SIK TIPABUJIO, HACTYIHI 11arHOCTHYHI 00CTe-
JKCHHS: PCHTI'CHOJIOTIYHI Ta €HJOCKOIIYHI JOCTIKSHHS,
KaTeTepU3aIlil0 CCYOBOr0 MiXypa 3 MPOBEICHHIM PEHT-
TEHKOHTpPACcHOi yperpoructorpadii 3a MOKa3aHHIMHU,
TOPaKOMyHKIIF0, TOPAKOIIEHTE3, JIAMAPOICHTE3, MiKPO-
JANapoTOMIFO 3a TIOKa3aHHAMH [14—16].




