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BACKGROUND: Papillon-Lefévre syndrome s a
autosomal recessive penodermatosis  characterised by
diffused palmoplantar hyperkeratosis and severe early-onsel
periodontitis. Although the exact pathogenesis  of  this
syndrome is still unknown however, it has been linked to
mutations in the cathepsin C (CTS5C) gene. We report a case
of PLS from our centre in North-western Nigeria with

characteristic skin and oral lesions.

CASE REPORT: This paper is a clinical presentation of a 12
year old male with severe periodontitis with loosening
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ITRODUCTION .
Lpillon-Leﬁ:vrc syndrome (PLS) is a rare,
tosomal recessive heterogencous disorder,
jich was first described in the literature by
o French physicians Papillon angi Lefevre
' PLS is characterized by

: tar h perkeratosis, early logs of
moplan rz,nanem teeth, and associated
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exfoliation
hyperkeratosis and normal full blood count and liver

ultrasound. Based on medical and dental findings, a diagnosis
of Papillon- Lefévre Syndrome was made.

CONCLUSION: An early diagnosis of the syndrome can help
preserve the teeth by carly institution of tio (ment, using 8
multidisciplinary approach. Thereby, spa
increase risk of social, psychological, and cc. nomical stigma
Owing to the vast degree of periodontal br
at such an early age, the dentist is often the
such patients. This patient presented prima
lesions, hence dentists requires a high inc
pick this condition.
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» imoplantar hyperkeratosis and early onset
2gressive periodontitis. Other Associated
ica(uﬁres may include intra-cranial
calcifications, susceptibility to bacterial
infections and mental retardation.' Other
regions often affected by keratosis include
corsal surface of hands and feet, knees,
¢ bows, dorsal evelids, cheeks, thighs, labal
ommissures and external malleolus,
although wath significant variation. ™
"he exact actiology of PLS is obscured and
ctors such as immunologice, inflammatory
ad ’\.a rulent pqthogcns has been linked to this
s adrome. However, the molecular basis
ro-ponsible in this condition has been
elocidated.'" Researchers from vatious
studies have discovered a genetic mutation in
cathepsin-C gene which encodes a cysteine-
lysosomal protease known as dipeptidyl-
peptidase 1 or Cathepsin C, removin
dipeptides  from the amino-terminus of
protein  substrates and mainl}' plays an
immune and inflammatory role."* Variation in
the clinical presentation of PLS has been
observed however, cutancous and oral lesions
are characteristics. * PLS usually manifests
itself between the ages of 6 months to 4 years,
coinciding with the eruption of primary teeth
and leads to premature loss of both primary
and permanent dentitions. ° The cutaneous
lesions presenting as sharply demarcated
erythematous keratotic plaques on the palms
and soles. with extension to the dorsal
surfaces are often manifested simultaneously
with the intra-oral presentations. These
cutaneous regions are more severely affected
than the others sites, with erythematous
presentation always preceding the
hyperkeratosis. *” Histopathologic findings
are nonspecific, however hyperkeratosis with
irregular parakeratosis, acanthosis, and a
moderate perivascular infiltrate has been
described. The management of this condition
requires multidisciplinary approach
involving the dermatologist and dentist. Oral
lesions often respond to classic periodontal
treatment if instituted early.”"

To the best of our knowledge, there is no
Published report of patient with this syndrome
from Nigeria or Africain the literature. Hence,

We report o case of Pl Y
North-westeriy Nigetin
skin and oral leajong
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CASEREPORY

(\ 12 year-old male putien preaented toy
Oral ()inp,mwia it of the Depattinent ol
Dental and Maxillofacinl Surgery, 1o
Danfodio University  Teaching Fvagsital
Sokoto, with the chiel complaint uf misaing
teeth since 4196 years ol age and loonaening of
the remaining teeth. Past medical history
showed concuttent infection of the sk in whic by
was reportedly  managed  with  fraditional
topical agent which proved unsiceeaaful Paat
dental history m\'u\am_l it waa the patient'a firal
ever visit to the hospital as well as 1o a degital
clinic on account of the present complaing
There was severe mobility of the deciduog
teeth prior to extoliation of each tooth abeai
five to six months after complete eruption, the
trend which was similatly observed in the
permanent  dentition. Patient had  stopped
brushing because of teeth mobility. There waa
associated odynophagia, pain, gingival
swelling and occasional bleeding. Patient is
from the rural arca with low socioeconomis
background and a polygamous family. He ja
the third of six surviving children, aftet four ol
the siblings died from similar skin and oral
lesions.

On clinical examination, the paticnt presented
with a senile facial appearance. There was
symmetrical, well demarcated keratotic and
confluent plaques involving the skin of th
dorsal and plantar surfaces of the palims ol
hands (Figure 1) and soles of feet (hgure 2)
bilaterally, with consequent difficulty in
walking due to plantar lesions on the feet, This
was noticed at about the age of 2 years and
observed to be more severe during cold
weather. The skin was dry and rough on
palpation, well-circumscribed, psoriasiform,
erythematous, scaly plagques were also present
on the elbows and knees bilaterally,
However, the hait and the nails appear
clinically normal. Intraoral examination
revealed that the two centrals and lateral
incisors, first and second premolars and first
molar on both quadrant of the maxilla, as well
as centrals and lateral incisors on both
quadrant of the mandible were missing
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Figure 2: Patient with dry sc aly legs.
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Figure 3: Patient with severe |

DISCUSSION
Papillon-Lefévre Syndrome ho a ft‘?}‘“"‘j
prevalence of 1 to 4 cases pe: '*'illioq.“ﬁf
disorder is characterized by diIus
Palmoplantar keratoderma and NP““:
progressing periodentitis | tﬁdm‘ o«
premature loss of both deciduous “‘I
permanent teeth. A third component of d“{;
calcifications has also been ff?ﬁ‘““‘j
Gorlin et al.”* Almuneef et al.” rec? wm
pyogenic liver abscess to be a faurly Iﬂ;‘l .
complication of Papillon-Lefevre s} ”““n';g4
Dural calcification could not be ascertd!
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ving o non-affordability of computerized
ymography (CT) scan (do you have plain
skull X ray) and also no abnormal liver
ultrasonographic finding was detected in this
present case.

I'he characteristic dermatological lesions of

<ymmetric palmoplantar keratosis of hands
and feet including the dorsal surfaces of the
extremities and others (elbows and knees)
was first noticed at about the age of 2 years
consistent with most reports in the
liicrature."** These lesions have been reported
to be more severe during cold weather as also
evidenced in this case. *” There was positive
history of manifestation of recurrent pyogenic
skin infections since early childhood, a
finding which was also demonstrated by
Subramanium et al." and could be attributed
to the increased susceptibility to bacterial
infections in these patients. Furthermore, the
application of traditional ointment could also
predispose patient to recurrent skin infection

and perhaps aggravated it.

The intraoral presentation of severe
generalised aggressive periodontitis as early
as 3 to 4 years of age, following complete
eruption of the deciduous teeth was observed
in this case and concurred with observation in
reported cases in the literature. The deciduous
teeth develop normally, but their cruptim} is
associated with severe gingival inflammation
and subsequent periodontal destrqction
leading to a premature loss of the primary
dentition, this trend was similarly noticed in
this report.***” A temporary period of healthy
gingival tissue was followed by another phase
of destructive periodontitis once the
permanent teeth erupt, as reported here with
resultant potential towards partial or complege
edentulous status in their early teens. Tl{is IS
probably the complication in this patient,
which is the trend in most studies.

The aetiopathogenesis of Papillon-
syndrome is relatively obscure, the_re.b_v
tesearchers have come up with proposition
such as immunologic basis whereby there is

functional defect in the T-cell and natural
Afr ] Oral Maxi llofac Path.

Lefévre

syndrome

killer ccl.l mediated cell killing and reduced
neutrophil function secondary to reduction in
chcmoquis and phagocytn;is. as well as
hactc.rml infection predominantly
A.actinomycetemcomitans releasing
!cukotoxin.“’ Other microbial agents
including gram negative anacrobes such a;‘
Porphyromonas ~ gingivalis. Fuse bacterium
nucleatum, and Treponema denticola have
also been suggested not only to have causal
effects on the periodontal breakdown but also
in the cutancous lesions of Papillon-Lefvre
syndrome.""

Recently, the molecular basis of PLS has been
established and a genetically demonstrated
loss-of-function mutations affecting both
alleles of the lysosomal protease cathepsin-C
gene in patients with PLS and subsequent
dysregulation of localized
polymorphonuclear leucocytes in inflamed
periodontal tissues has been reported.™" The
cathepsin-C gene, which is located on
chromosome 11ql4.1- ql4.3 has
endopeptidase activity and is expressed in
epithelial regions commonly affected by PLS
including palms. soles, knees, and keratinized
oral gingival.”" Furthermore, high levels of
expredsion of this gene has been found v
various immune cells 1oncliudim
polymorphonuclear leuko
macrophages, and their precursors
Munk syndrome has also been link
mutation in cathepsin-C gene with sun
characteristic palmoplantar keratosis of the
hands and feet. However PLS diflers from
Haim-Munk syndrome in symptoms such as
arachnodactyly, acroosteolysis, an.d
onychogryphosis, which are only present in
Haim-Munk syndrome.” These symptons
were not observed in this case, hence Haim-
Munk syndrome was ruled out. When thercl is
premature loss of the deciduous andor
permanent teeth, one should also consider

Acrodynia, a condition i‘s usually caused by
mercury intoxication which is also known ai
Feer's syndrome. Here, one may observe a "l“»
desquamative process involving both the
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s Purthermore, there s

.~\m'm|““‘ muscle  pain, insomnia,
(.nl!t\\‘~)::|\\\\(l“;"‘\\‘i”dm and psychic
s\n-a!n"‘t:‘:\ .()(txl‘l difterentials include:
;:\':::;.y‘;::s;\h.\t;mu condition where .lcclh are
prematurely shed and are hypoplastic, where
mercased amounts of phnsplmcllmnplmmnc
in the urine confirmed the dmgnu:fu?‘: non-
syndromic  prepubertal  periodontitis  and
localized juvenile periodontitis neither of
which exhibit cathepsin-C gene mutation,
Other conditions to be considered in the
differential diagnosis of PLS are
palmoplantar hyperkeratosis of Unna Thost,
mal de Meleda, Howel-Evans syndrome,
Aeratosis punctata, Keratoderma hereditarium
mutilans (Vohwinkel's Syndrome) ang
Greither's syndrome, However, while these
cntities are  associated with palmoplantar
h_\'pcrkcratosis, there is no
periodontopathy."*" The management of PLS
requires a muhidisciplinary approach with the
active participation of the dentist,
dermatologist and pediatri

ician. Treatment of
the oral component of the disorder must be
done

in concert with that of the
dermatological aspect. Early recognition
would help in reducing the devastating
sequelae of this syndrome. Sadly, this was not
the case in this repart. Following the treatment
protocol for periodontal therapy prgposcd by
Ullbro et al. * and Ahuja et al.,” through
scaling and polishing aimed at eliminating the
reservoir of causalive organisms was .done.‘
This we hoped would facilitate the heal_lng 91
the oral tissues. Oral retinoidssuch as acntrct.m
and isotretinoin have proven to be bcncﬁcxal
in treating both the oral and culaneous‘lcsmns
of PLS and is usually startcf‘l_ during th_c
eruption of permanent dentition and is
followed till the normal developmental
process is complete. ™"

Unfortunately, this patient defaulted, which is
understandable in African setting, where
patient due to their health bekef do not come
back for follow up once they notice
improvement in their status. In addition, the
paucity of reported case in scientific literature

relationship. This e
in this case, as evide
siblings  with
presentations,
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