e
e L
e - oo
e -
e e e
- -

¥y

H
)
i
i
L
R
i
)
L
e

A

s "-'..'.'-'.'
AR

O L

oot il gy J b r_llﬂ R B R ._-r‘—"-'":'_j g
oo 4 PRI LI, S LIRS P« I TS TP I PR T i P - e, o

Summery :

Refsum's disease is an aubtosomal recessive disorderwith dinical fzatures ofwhich incude refinits pigmeniosa,
Efindness, anosmia, deafmess, sensory nesrcpathy, alada and accurmuation of phylarc acid in plasma and
Fpid-contaimmg tissues. Biockemicaly, the disease s caused by thel deficizncy of phytanoyl-Cod hydromylase
{PhyH), a peroxisomal proten catalyzing the frst step i the o-cxdation of phytanic acid. Interestingly, Fefsum
diszase is genstically hetzrogeneous; two genes, FHYH [also named PAHX) and PEXT, have bheen ideniified
o cause Refsum dissase, frst gene is coding phytanoyl-Cof hydroeylase and secondary is for 3 peotein
wikich fransfers phytanoyl Cod hydroeylase © peroxiscme.

The most effzctive therapy in the classic Refsum diseass is digtary treatment with a phiytanic acid-sesincted
diet, such as exclussvely avoding consumption of besf, lamb and fish.

Key word : Fefsum Cissase, Phytanoyl-Cod Hydrowylase Deficency, ghylanc acid
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