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CaseReport

B
CASE REPORT 


  enignsymmetriclipomatosis(BSLorMadelung’s
  disease)isararedisordercharacterizedbythe
  presentation of numerous symmetric non-tender
fatty tumors in the neck, suboccipital region, proximal
extremitiesandupperpartsofthetrunk.BSLwasfirst
describedbyBrodiein1846andnamedafterMadelung
in 1888.1 Subsequently, multiple synonyms for this
order have been used, such as multiple symmetrical
lipomatosis, benign lipomatosis, lipomatosis simplex,
Ekbom’s syndrome andMadelung’s disease. BSL is
usually found in adults, age 30-60 years, with an
incidenceof 1:25,000 andM:F ratio of 15:1 to30:1.1
Mitochondrial mutations have been found in some
patients.2More than90%ofpatients suffer fromalco-
holismandthesymptomsmaybeassociatedwithsome
metabolic abnormalities.2 Our case was diagnosed as
Madelung’s disease with a reverse distribution of the
lipomasandnomutationofmitochondrialtRNAlysine
gene.
 A34-year-oldThaimanpresentedwithprogres-
sivelyenlargedarmsandlegsfor4years.Thegrowth
of extremities troubled both walking and social func-
tions. He had been diagnosed with epilepsy since he
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ABSTRACT 

 Benignsymmetriclipomatosis(BSL)ischaracterizedbythepresentationofnumeroussymmetricnon-tenderfatty
tumors in the neck, suboccipital region, proximal extremities and upper parts of the trunk, typically noted as a
“pseudoathletic”appearance.TheetiologyofBSLremainsunknownbutmitochondrialmutationshavebeenfoundinsome
patients.Themitochondrialcytopathywassuggested tobestudied inallBSLpatientsespecially thosewithneuropathy.
WehavepresentedacaseofBSLwithreversefatdistribution,whichwenamedthe“Pop-eye”appearanceinwhichthe
fattytumorwasdistributedatboththedistalpartoftheupperextremitiesandtheproximalpartofthelowerextremities.
AstudyofthemitochondrialtRNAlysinegenedidnotrevealmutationatposition8344.
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was8yearsoldandhissymptomshadtobecontrolled
byPhenytoin(300mg/day)andPhenobarbital(120mg/
day).Hehadnohistoryofalcoholabuse,andnoneof
hisfamilymemberswereaffectedbythiscondition.
 The physical examination showed a symmetrical
enlargementof thedistal part of theupper extremities
and the proximal part of the lower extremities, inclu-
dinghisbuttocks.Theneckandtrunkwereofnormal
shape(Fig1).Therewerealargecafé-au-laitpatchat
the right posterior thigh and old surgical scars from
drainageofanabscesswhenhewasyoungathis left
posteriorthighandleftbuttock.Themotorpowerofall
extremities was in grade Vwith normal deep tendon
reflexes.Healsohadstrabismus inhis lefteye.Other
systems are within the normal limits. His complete
blood count, fasting blood sugar, electrolytes, renal
function, liver functionand thyroid function, lipidpro-
files and urine examinationswere normal.Amagnetic
resonance imaging (MRI) study revealed non-encapsu-
latedfattissueinboththighs(Fig2).
 Amuscle biopsy specimen taken from the left
bicepsrevealednon-specificchangeandnoevidenceof
ragged-red fibers. Molecular genetic analysis studied
showsnomutationof themitochondrial lysine transfer
RNAgeneatposition8344.
 The patientwas treatedwith liposuction and the
fattissuewashistologicallyrevealedasmaturefatcells
withoutinflammation.
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DISCUSSION 

 Benign symmetric lipomatosis was characterized
byMadelung in 1888 and Launosis and Bensaude in
18983; as symmetric non-tender fatty tumors in the
neck, suboccipital region, proximal part of extremities
and the upper part of the trunk. Enzi delineated two
typesofBSL:atypeIpseudoathleticappearanceanda
type II generalizedobese appearance.4Ourpatient had
symmetric non-tender, non-encapsulated, fatty masses
whichwerelocalizedatdistalpartsoftheupperextre-
mities and proximal parts of lower extremities giving
the“Pop-eye”appearance.Ourcasewasfoundtohave
nometabolicabnormalitieswhichhavebeenpreviously
reported.2,5Acafé-au-laitpatchhasneverbeenreported
withBSLbutitcanbefoundin10-20%ofthenormal
population,6 therefore, the only café-au-lait patch in
ourpatientcouldbeaco-incidentalfinding.
 ThepathophysiologyofBSLisunknown,butmay
involve an alteration inmitochondrial gene expression
affecting brown fat cell proliferation and differentia-
tion.2,5Musclebiopsy is thegold standard todiagnose
mitochondrialdiseasebycheckingforthe8344mtDNA
mutationwhichcanbe found in17%ofBSLpatients
(MyoclonusEpilepsyAssociatedwithRagged-Redfibers
syndrome;MERRFsyndrome).7Ourcaseneithershowed
CNSinvolvementnormtDNAmutationsasevidenceof
theMERRF syndrome. The diagnosis of BSL can be
established with clinical presentation; imaging studies
such as ultrasonography, computer tomography or

Fig 1. A symmetrical enlargement of the distal part of the
upperextremitiesandtheproximalpartofthelowerextremi-
ties,includinghisbuttocksshowing“Pop-eyeappearance”.

Fig 2. Coronal-sectionalMR T2-weighted imaging showed
highsignalintensity(arrow)whichrepresentfattytissue.This
figure showed excess symmetric unencapsulated subcutaneous
atboththighs.
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magneticresonanceimagingmaybeuseful8,9asinthis
case.
 ThetreatmentforBSLissurgicalremovalofthe
fatty tissue (open approach and/or liposuction) to im-
prove the quality of life of the patients.1,9,10 However,
the fatty tissues usually reappear in amatter of time.
There are reports of using variousmedical treatments
such as intralesional injection of enoxaparin, fenofi-
bratesorsalbutamol,asanalternativetherapyforBSL
buttheyhaveshowninconsistentresults.6,11-13
 Inconclusion,wepresentaBSLcasewithnew,
unusual fatty tumor distributions, molecular genetic
analysis for the mitochondrial lysine tRNA gene at
position 8,344, and imaging, which was treated by
surgicalremovalofthefattytumor.
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