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Science. 2020;7(9):200884.

VWV Hluol o35l o)la

3. Cambridge Face Memory Test

. 1. https://www.healthline.com/health/face-blindness.
’ 2.Today P. Prosopagnosia 2020 [Availab]e from: https://www.psychologytoday.com/intl/basics/prosopagnosia.

@ ; 3. Murray E, Bate S. Diagnosing developmental prosopagnosia: repeat assessment using the Cambridge Face Memory Test. Royal Society Open
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Buerger’s Disease

Symptoms

weight loss

abdomen pain T

pale, red, or blue-
tinted hands
or feet

cold hands
or feet

sores or ulcers
on the hands or
feet

severe pain in
hands or feet

pain in lower
arms or legs

. @ 1. https://rarediseases. info.nih.gov/diseases/5969/buerger-disease

4. http://emedicine.medscape.com/article/460027
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1. Partington syndrome. Genetics Home Reference. May 2013; http://ghr.nlm.nih.gov/condition/partington-syndrome.

2. Frints SG, Borghgraef M, Froyen G, Marynen P, Fryns JP. Clinical study and haplotype analysis in two brothers with Partington syndrome. Am }
Med Genet. November 2002; 112(4) :361-368.

3. NINDS Dystonias Information Page. National Institute of Neurological Disorders and Stroke. February 2015; http://www.ninds.nih.gov/disorders/
dystonias/dystonias. htm#ls_there_any_treatment.
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Glycogen EPM2A or

EPM2B
% mutatlon

C

Lafora Body

Lafora Disease

NHL NHL NHL NHL NHL NHL

A, schematic of laforin. CBM, carbohydrate-binding module; DSP, dual-specificity phosphatase. B, glycogen is a soluble branched glucose polymer. The EPM2A gene encodes the
glycogen phosphatase laforin, and EPM2B encodes the E3 ubiquitin ligase malin. Mutations in EPM2A or EPM2B result in glycogen that is hyperphosphorylated (red circles) and has
disrupted glucose chain branching. This abnormal, less-soluble glycogen aggregates to form the Lafora bodies that cause Lafora disease. C, schematic of malin. RING, E2 interacting

domain; NHL, protein interaction domain.
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2. Anna C Jansen, MD, PhD and Eva Andermann, MD, PhD, FCCMG. Progressive Myoclonus Epilepsy, Lafora Type. GeneReviews. January 2015;
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Medical Terms

100% of people have these symptoms
Lafora bodies

30%-79% of people have these symptoms

Other Names

Ataxia
Confusion Disorientation
Dementia Dementia, progressive
Depressivity Depression
Hyperphosphorylated
Glycogen Glycogen Lafora Disease

Lafora Body

EPM2A
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9 MNeuronal Apoptosis
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Gallbladder

Common bile duct
Accessory pancreatic duct

Duodenal papilla

Duodenum
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