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Table 1: Database schema of prot2hg 

 

 

 

 

 

 

 

 

 

 

 

 

Id identification number of each line 

Gene the name of gene listed in RefSeq 

Protein_ID RefSeq identifier of protein 

Gene_ID RefSeq identifier of gene which is translated into product with Protein_ID 

Strand the strand of the DNA, where gene is located [+ / -] 

Type type of protein domain [Region / Site] 

Feature_name name of the domain 

Prot_start starting posititon of domain in protein sequence 

Prot_end ending posititon of domain in protein sequence 

Cds_start starting posititon of domain in cDNA of gene 

Cds_end ending posititon of domain in cDNA of gene 

Cds_length the length of domain in bp 

Rev_trans_map score, describing the quality of reverse translation [0  

Chr_Start starting posititon of domain in chromosomal DNA 

Chr_End  ending posititon of domain in chromosomal DNA 

Note  the commentary about domain listed in NCBI 

CDD  Conserved domain database identification 

Chrom  chromosome, in “chr_” format 
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Figure 1: Overview of prot2hg homepage. 

User enters variants into input textbox, after submitting the query are all annotated variants 

shown in table with export options and with available search 
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Table 2: Number of variants in the groups 

Legend: 

Chr – chromosome; All – number of all annotated variants; Regions – number of variants annotated 

into Regions; Sites – number of variants annotated into Sites; A_Common – number of annotated 

polymorphism variants (with allele frequency in gnomAD > 0.01); A_Rare – number of annotated rare 

variants (with allele frequency in gnomAD < 0.01); A_ClinVar – number of annotated variants 

annotated as Pathogenic or Likely pathogenic in ClinVar;N_all – number of not annotated variants; 

N_Common – number of not-annotated polymorphism variants (with allele frequency in gnomAD > 

0.01); A_Rare – number of not-annotated rare variants (with allele frequency in gnomAD < 0.01); 

A_ClinVar – number of not-annotated variants annotated as Pathogenic or Likely pathogenic in 

ClinVar; 
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chr1 483643 474563 51896 483643 4238 479405 1431 1011316 13250 998066 734 

chr2 341035 335633 32648 341035 2412 338623 1591 737593 8887 728706 646 

chr3 285275 279878 32143 285275 1956 283319 957 555713 6840 548873 370 

chr4 185295 181604 19817 185295 1528 183767 450 378354 5000 373354 297 

chr5 224329 220643 23646 224329 1710 222619 688 425803 5331 420472 364 

chr6 243931 239567 28150 243931 2881 241050 646 489075 7775 481300 364 

chr7 218162 214360 26004 218162 1755 216407 800 519136 7264 511872 322 

chr8 166582 163881 16546 166582 1186 165396 440 371435 4819 366616 404 

chr9 196690 192983 19418 196690 1590 195100 703 425407 5400 420007 289 

chr10 181682 179084 15341 181682 1519 180163 490 402627 5642 396985 258 

chr11 303660 296116 45762 303660 2781 300879 1227 608238 7484 600754 635 

chr12 256844 252106 28713 256844 2086 254758 770 525411 6574 518837 337 

chr13 78567 77195 8053 78567 597 77970 663 174533 2168 172365 465 

chr14 153645 150797 16482 153645 1236 152409 448 351843 4871 346972 195 

chr15 162036 159527 14388 162036 1308 160728 609 371689 5081 366608 411 

chr16 227293 222200 24486 227293 1813 225480 959 513548 6514 507034 473 

chr17 298535 293384 33162 298535 2322 296213 1107 599201 7428 591773 861 

chr18 67997 66518 7537 67997 558 67439 230 154690 2112 152578 114 

chr19 379026 372784 49494 379026 3499 375527 873 682449 9668 672781 364 

chr20 122527 120529 11936 122527 1023 121504 282 252663 3170 249493 124 

chr21 51210 50616 3715 51210 513 50697 212 110728 1691 109037 95 

chr22 109532 107599 10567 109532 968 108564 335 248318 3583 244735 166 

chrX 112451 110554 11403 112451 761 111690 636 248987 2758 246229 308 

SUM 4849947 4762121 531307 4849947 40240 4809707 16547 10158757 133310 10025447 8596 
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Table 3: Results of Chi-square test of independence 

Rare and common variants comparison 

Regions and Sites Rare Common 

Annotated 4 809 707 40 240 

Not annotated 10 025 447 133 310 

An association was observed χ2(1) = 6688.357, p < 0.01. 

Odds ratio 1,59 
  

Regions Rare Common 

Annotated regions 4 722 630 39 491 

Not annotated 10 025 447 133 310 

An association was observed χ2(1) = 6607.487, p < 0.01. 

Odds ratio 1,59 
  

Sites Rare Common 

Annotated sites 526 862 4 445 

Not annotated 10 025 447 133 310 

An association was observed χ2(1) = 898.024, p < 0.01. 

Odds ratio 1,58 

 

 

Legend: 

 

Chi-square statistics with contingency table analysis was done. The two directions of 

classification (rows and columns) are dependent at p<0.01.  Odds ratio 1.59.  
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Table 3: Results of Chi-square test of independence (continue) 

 

Pathogenic variants and not pathogenic variants in ClinVar comparison 

Regions and Sites Clinvar NOT Clinvar 

Annotated 16 547 4 833 400 

Not annotated 8 596 10 150 161 

An association was observed χ2(1) = 12920.354, p < 0.01. 

Odds ratio 4,04 
 

Regions Clinvar NOT Clinvar 

Annotated regions 16 334 4 745 787 

Not annotated 8 596 10 150 161 

An association was observed χ2(1) = 12976.833, p < 0.01. 

Odds ratio 4,06 
 

Sites Clinvar NOT Clinvar 

Annotated sites 2 211 529 096 

Not annotated 8 596 10 150 161 

An association was observed χ2(1) = 5494.876, p < 0.01. 

Odds ratio 4,93 

 

Legend: 

 

Chi-square statistics with contingency table analysis was done. The two directions of 

classification (rows and columns) are dependent at p<0.01.  Odd ratio 4.04.  
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Table 4: Testing data / 60 causal pathogenic mutations and their annotation onto domains 

 


