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The Peroxisome Biogenesis Disorders
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Table 1. Summary of PBD Complementation Groups, Numbers of Patients in Each Group and

their phenotypes, their proportion of the PBD patients, the Associated Gene

affected gene products.

defects and

CG Phenotypes % Gene Gene product

CG1 75 ZS, 49 NALD, 26 IRD 57% PEXI 143 kDa AAA ATPase

CG2 1 ZS, 2 NALD, 1 IRD 1% PEX5 67 kDa, cytosolic/peroxisomal TPR protein; PTS1 receptor
CG3 6 ZS, 2 NALD, 2 IRD 4% PEX12 41 kDa PMP with C-terminal zinc-binding RING domain
CG4 11 ZS, 11 NALD 9% PEX6 104 kDa AAA ATPase

CG7 4 7S, 1 NALD 2% PEX10 37 kDa PMP with C-terminal zinc-binding RING domain
CG8 4 ZS, 5 NALD, 2 IRD 4%

CG9 1ZS <1% PEX16 39 kDa PMP required for PMP import
CG10 5 7ZS, 2 IRD 3% PEX2 35 kDa PMP with C-terminal zinc-binding RING domain
CG11 44 RCDP 17% PEX7 36 kDa WD-40 protein: PTS2 receptor
CG12 2 7S 1% PEXS3 42 kDa PMP required for PMP import
CG13 1 ZS, 1 NALD 1% PEX13 44 kDa PMP with C-terminal SH3 domain
CG14 1 ZS <1% PEX19 33 kDa cytosolic/peroxisomal protein required for

PMP import; putative PMP receptor
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Perosixomal HIEZE CHH {0

PBD #xAE A4AA T3 peroxisome
Zehul A (peroxisomal membrane proteins)$
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PEX79] 93 A2 =] PTS F&Ad 235
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A Ha oz & & uigd oud §U4&
Al Z&eHA gt} PEX13 PEX6® g2 @i
ol Zgsl=d PEX5Y] A @3 kAol d
23t} ol wlAe] dEL ofF & dEAA
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1).
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1. Matrix proteins
» bound by PTS receptor

PTS1 profein_ Y
P PTS2 protein
Cytosol <

2. Transport to
peroxisomes

4. Receptor-ligand
dissociation and ligand
translocation

3. Receptor
docking

e _~J

Fig. 1. Overview of the steps involved in

peroxisome biogenesis.

Zellweger ST AHEZO| QA QFA

(1) Zellweger 3+
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