
 i 

Additional File 1 

Table S1: Candidate genes 

Genes on chromosome 10 from region 63M to 65.5Mbp, selected as candidate genes for the LPK mutation based on known functional 

roles. 

 
SYMBOL RGD_ID NAME START STOP Basis for candidate selection 

RGD1309077 1309077 
Similar to putative RNA 
methyltransferase 63600150 63600936 

 
Hypothetical protein associated with RNA binding 
methyltransferase activity [1].  

Phf12 1305731 PHD finger protein 12 64024504 64074603 

 
Transcriptional repressor of activity. Negative regulation 
of DNA-dependent transcription [1]. 

Flot2 70993 Flotillin 2 64081463 64104166 

 
Colocalized with activated GPI-linked cell adhesion 
molecules at the plasma membrane [1]. 

Spag5 620152 
Sperm associated  
antigen 5 64313146 64330917 

 
Associated with microtubules, flagella structures and 
sperm motility [2]. 

Sdf2 1307274 
Stromal cell derived 
factor 2 64378702 64389195 

 
Associated with endoplasmic reticulum (stress induced 
unfolding). Highly expressed in fast growing, 
differentiating and meristematic tissues [3]. 

Supt6h 1309290 
Suppressor of Ty 6 
homolog (S. cerevisiae) 64388520 64425858 Stimulates transcription elongation [4].  

Proca1 1561727 
Protein interacting with 
cyclin A1 64426828 64440614 Protein interacting with cyclin A1-CDK2 complex [5]. 

Nek8 1306897 
NIMA (never in mitosis 
gene a)- related kinase 8 64458887 64470059 

 
NPHP9 linked mutation (jck mouse). Localised to the 
proximal segment of the cilia inversion compartment. [6, 
7]. 
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SYMBOL RGD_ID NAME START STOP Basis for candidate selection 
 

Traf4 1306708 
Tnf receptor associated 
factor4 64469647 64477810 

 
TNF associated receptor protein associated with signal 
transduction developmental neural crest. Linked to 
epithelial homeostasis and cell polarity [8, 9]. 

Sarm1 1310078 
Sterile alpha and TIR 
motif containing 1 64584101 64607488 

 
Down regulates NF-kappaB and IRF3 mediated TLR3 
and TLR4 signalling. May also directly Inhibit MAPK 
phosphorylation [10]. 

Ift20 1309400 

Intraflagellar transport 20 
homolog 
(Chlamydomonas) 64647046 64652539 

 
Cilia associated protein linked to PKD cystic kidney 
(floxed knockout mouse). Increases canonical Wnt 
signaling. Has basal body & Golgi complex interaction 
with polycystin 2, kinesin2, Kif3a [11-13]. 

Nlk 1561602 Nemo like kinase 64681465 64804964 

 
Inhibits canonical Wnt pathway regulation, link to usb4 
(ubiquitin pathway) [14]. 

Ksr1 1308105 Kinase suppressor ras 1 65187915 65322237 
A molecular scaffold and positive regulator of the 
Raf/MEK/ERK phosphorylation cascade [15]. 
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