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Figure S1. EPC2 Expression Is Normal in MBD5-Specific Deletion Cases 
Quantitative real-time PCR  (q-RT-PCR) mRNA expression analysis of EPC2 in 
lymphoblastoid cell lines or fresh white blood cells from 2q23.1 deletion syndrome 
individuals with no deletions for EPC2 but having MBD5 deletions was done (SMS367, 
SMS368). Fresh white blood cells or lymphoblastoid cell lines from nine unaffected (no 
MBD5 deletion) subjects were used as normal controls. Results were normalized to 
GAPDH expression. Relative expression values are based on the ΔΔCt value.  
Expression of all controls was normalized to 1. Each bar represents mean (± SEM) of 
values from 3 independent experiments. Data show a normal range, 0.88 to 1.19-fold 
EPC2 expression in lymphocytes (BC1-2) and lymphoblasotid cell lines, (LCL1-4).  
SMS367 and SMS368 cases were not deleted for EPC2, and data show 92-100% 
expression of EPC2, which is a normal range of expression for EPC2. SMS185 and 
SMS361 were previously reported cases with larger 2q23.1 deletions including both 
EPC2 and MBD5 (Williams et al 2010).  
 
 



 
Table S1. MBD5 Primer Sequences 

 
Exon Exon_Start Exon_Stop F Primer  Primer Sequence (Chr2+) F_chr2_strand+  R Primer  Primer Sequence (Chr2-) R_chr2_strand- 

MBD5-001 ex1 148495050 148495085 
MBD5_1-2F GCTACAATGTCTTCCGGGTC 

148494966 
148494985 

MBD5_1-2R GTGGTTTGGTGCTACTGTTGC 
148495781  
148495801 MBD5-001 ex2 148495687 148495723 

MBD5-001 ex3 148652739 148652832 MBD5_3F GTCCTATAATACATCCCTTTGCC 148652603 
148652625 

MBD5_3R GGTAACTTAGACAGGAGCAGTG 148652926  
148652947 

MBD5-001 ex4 148707284 148707434 MBD5_4F CAAGCCCTTTCTGTTAGAGTC 148707134 
148707154 

MBD5_4R CATGCATACATAAATTCCTACAGG 148707535  
148707558 

MBD5-001 ex5 148816253 148816375 MBD5_5F CTGAAGGATGAAGATACTAATACC 148816100 
148816123 

MBD5_5R CAATCTATAGATGTCAGACACTTCC 148816455  
148816479 

MBD5-001 ex6 148932242 148932910 MBD5_6F TGTGATTGGGTACACTTCGTAG 148932141 
148932162 

MBD5_6R TGCCATCAGTCACCATGCTTG 148932973  
148932993 

MBD5-001 ex7 148936621 148936723 MBD5_7F ATATCCCATAAAGGACAGTAAGAC 148936521 
148936544 

MBD5_7R GATACAGCTCTAATGAAAAGGTAG 148936969  
148936992 

MBD5-001 ex8 148937778 148937958 MBD5_8F CTGTTAGAACATCAGGAGGTATC 148937480 
148937502 

MBD5_8R GCATTGTGCGTGCCTGAAAAG 148938048  
148938068 

MBD5-001 ex9 148942380 148944500 MBD5_9F CACCACAAAAGAGTTGAGACTG 148942325 
148942346 

MBD5_9R TCCCAATAGACAAATCCCTAGC 148944656  
148944677 

MBD5-001 ex10 148957149 148957475 MBD5_10F GTTACAATCAATGAAGGTGCCATG 148957022 
148957045 

MBD5_10R GCTAAAGCAGCGTTTACATTCG 148957518  
148957539 

MBD5-001 ex11 148959781 148959989 MBD5_11F TCGGGTACAAAGAGAGGCATC 148959709 
148959729 

MBD5_11R GTGAAAGGGCACGTAACCTAC 148960074  
148960094 

MBD5-001 ex12 148963425 148964633 MBD5_12F CTGAGTACGTTTTCTGTCCAGC 148963125 
148963146 

MBD5_12R TCCAGAAGCTTGTGAGACCTC 148964752  
148964772 

MBD5-001 ex13 148976475 148976548 MBD5_13F GGACAGAAGATTTGACAAGGTAG 148976332 
148976354 

MBD5_13R GCTTGTCTATAATGGTCCTCTTTG 148976677  
148976700 

MBD5-001 ex14 148984099 148984174 MBD5_14F GGCTTTCTCTCGTGGAATTGG 148983994 
148984014 

MBD5_14R CAGAAAGCTGTGGTTTGAACTTC 148984438  
148984460 

MBD5-001 ex15 148986909 148987490 MBD5_15F GCATTCTGCATTCTCTGTAGTG 148986710 
148986731 

MBD5_15R CAGTGGTGTGCAGTGTATGTC 148987576  
148987596 

Bold = non-coding exon.        

 
 


