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ABSTRACT

We describe the case of a 53-year-old female patient diagnosed with muscular dystrophy associated with
LAMA2 gene pathogenic variants, a rare subtype of limb girdle muscular dystrophy, and highlight the
characteristic leukoencephalopathic pattern of this disorder.
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MNepiAnyn

Meplypdgoupe v nepintwon pias aoBevous 53 ewwv pe Sidyvwon puikns duotpodias oxeuldpevns pe
naBoyoéves napaddayés oto yovidio tns LAMA2, evés onaviou unotinou (wviaias puikns duotpoias, Kai
avadelkvUoupe to Aeukogykepanonadnukd Npdtuno nou xapakmpicel v diatapaxn.

Né€eis-kAeIb1a: Zwviaia puikn duotpogia, a2-Aapivivn, AeukoeykepaondBeia

To 1ot0pIkd s aoBevous apxilel otnv naidikn nAi-
Kia pe Badiopa ota ddkuAa NOYwW PIKVDOEWY TWV
nodokvnpuikwy. H vdoos eppavios Bpadeia nopeia
He avantuen Kevipopenikns Yuikns aduvayias pe u-
@aon otov tpaneloeidn-unakdavoio (3/5 katd MRC)
Kal yéoo ynouuaio-tetpaképano (2/5 katd MRC) ap-
poteponieUpws. AlanIoTwVETal, ennféov, NEPUYo-
€16ns wponAdn, otpoPo-okoniwaon Kal okaQoeidAs
Bwpakas. H napouaia otabepns au€nons ths CPK
(550-1200U/1) kal ta euphpata Tou veupopuaiofo-
yIkoU €niéyxou tekunpiwaoav puonabnukn diatapaxn,
€V N avanuon tou kwdikonointkoU yovidIhpaTtos
anokdnuye 2 napavonuatkés (missense) annayés
oto yovidio tns a2-Aapivivns (LAMA2), ¢.2960G&gt; T
[p.Cys987Phe] kai c.3833G&gt;T [p.Gly1278Val],
B¢étovtas tnv didyvwon s oxeuldpevns pe 10 LAMA2
Huikns duotpogias (LAMA2-MD). Eyive oUotaon yia
bievépyeia MRI eykepaniou, énou avadeixBnke ekteta-
Hévn kal ouppetpikn Neukoeykepanonddeia (Eikéva

1. Eikéva 1A. Aidxutn Kal CUMPETPIKA au§non tou
MR onpatos otnv nepikoifiakh Kal ev tww Pdadel
Agukn oucia ungpoknvidia pe didowon twv U vov.
Eykdapoia topn FLAIR
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aneikovioukd eupnpa tns LAMA2-MD anotedsi
n npooPodn tns Aeukns oucias tou eykepdanou.
MaBoyevetkd Bewpeital 6U N avendpkela tns a2-
Aapivivns oxetietal pe dGuoneitoupyia tou alyato-
eykepanikoU gpaypoU ye anotédeoua diatapaxh otny
opoléotaon tou Udatost?, Ektos tns LAMA2-MD,
AeukoeykepanondBeia nepiypd@etal otny YUOTOVIKA
duotpogia wnou 1, 1o oclvdpopo Kearns-Sayre, 10
ouvbpopo MNGIE (Mitochondrial NeuroGastroln-
testinal Encephalomyopathy) kar dAies onavidtepes
puondBeies.

AHAQZH ZYMOEPONTQN

O1 ouyypageis dev avagépouv Kanoia cUykpouon
OUPPEPOVTWV.
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To @aivowunikd ¢dopa tns LAMA2-MD 2]
nepiNapBaver tnv ouyyevhn puikh duotpogia (Con-
genital muscular dystrophy type 1A, MDC1A) kal,
OnavioTeEPQA, NMIOTEPES MEPINTWOEIS UE PETAYEVEDTEPN
nAikia évap&ns kal eikéva (wviaias puikhs duotpopias
(LGMD R23), 6nws otnv acBevh pas ', F1abepod
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