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2012015 Skeletal Dysplasia Panel, Sequencing and Deletion/Duplication SKEL PANEL 

 
Methodology: Massively Parallel Sequencing 

Performed: Varies 

Reported: 3 weeks 

 
Specimen Required: Collect: Lavender or pink (EDTA) or yellow (ACD solution A or B). 

 Specimen Preparation: Transport 3 mL whole blood. (Min: 2 mL) 

 Storage/Transport Temperature: Refrigerated. 

 Unacceptable Conditions: Serum or plasma; grossly hemolyzed or frozen specimens; saliva, buccal brush, or swab; FFPE tissue.  

 Stability (collection to initiation of testing): Ambient: 72 hours; Refrigerated: 1 week; Frozen: Unacceptable 

 
Note: GENES TESTED: AGPS; ALPL; ARSL; CANT1; CCN6; CILK1; COL1A1; COL1A2*; COL2A1; COL10A1; COL11A1; COL11A2; COMP; CRTAP; 

DDR2; DLL3; DYM*; DYNC2H1; EBP; EVC*; EVC2; FGFR1*; FGFR2; FGFR3; FKBP10; FLNA; FLNB; GDF5; GNPAT; HSPG2; IFT80; INPPL1; LBR; 

LIFR; NEK1*; NPR2; P3H1; PCNT; PEX7; POR*; PPIB; PTH1R; RUNX2; SERPINH1; SLC26A2; SLC35D1; SMARCAL1; SOX9; TRIP11; TRPV4; 

TTC21B; WDR19; WDR35 

  

*One or more exons are not covered by sequencing and/or deletion/duplication analysis for the indicated gene; see Additional Technical Information. 

 

CPT Code(s): 81405; 81408; 81479  

 


