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Marker Typing Data Input File Formats

To load information concerning a single marker typing the user must supply two files:

1. Genotype File

2. Description File

The name of the genotype file will have this format: 

<marker_name>.<extension>

The name of the description file will have this format:


<marker_name>.<different_extension>

The user will specify what extension will be used for the genotype file and what extension will be used for the description file. The system match genotype and descriptions files that have the same marker name.

Description File

The description file will look like this:

ProjectId: XXXXX

Method: XXXXX

Motif: XXXXX

Diagnostic: XXXXX

Heterozygosity: XXXXX

VariantType: XXXXX

PolymorphismType: XXXXX

EntryPerson: XXXXX

TyperPerson: XXXXX

Laboratory: XXXXX

MarkerName: XXXXX

MarkerAlias: XXXXX, XXXXX

Date Typed: XXXXXX

TypingReliability: XXXXXXX

Notes: XXXXXX XXXXXXXXXXXXXXX XXXXXXX

XXXXXXXXXXX XXXXXXXX XX XXXXXXXXXXXXX

XXXXX XXXXXXXXXXX XXXXXXXXXX XXXXXXX

All of the above fields, except for the Notes field, may occur in any order. The Notes field must occur last.

Required Fields:
These fields may occur exactly once in the description file.

	Name
	Type
	Description

	ProjectID
	String
	The ID used by the source laboratory for the project that produced this genotype file

	MarkerName:
	String
	The ID used by the source laboratory for the marker

	Laboratory
	String
	The ID of the laboratory. This is the name of a laboratory of which the Linkage Pipeline system is aware.

	EntryPerson
	String
	The name of the person loading this file into the Linkage Pipeline.

	TyperPerson
	String
	The name of the person who produced this file.

	
	
	


Optional Fields:
These fields may occur zero or one time.

	Name
	Type
	Description

	Motif
	String
	Specific tri, tet, or 10 bases with SNP in the middle.

	Diagnostic
	?
	?

	Heterozygosity
	Floating Point
	The percentage heterozygosity as determined by the source laboratory.

	VariantType
	String
	One of a set of predefined variant types (e.g., genotype, phenotype, haplotype).

	PolymorphismType
	String
	One of a set of predefined types (e.g., trinucleotide, dinucleotide, tetranucleotide, SNP, delSNP).

	DateTyped
	Date
	Date typing was generated

	TyperReliability
	Number
	Placeholder for scale to be determined by lab.


The MarkerAlias field may occur zero to many times. It has the following format:


MarkerAlias: <alias_group>, <alias>

The alias_group must be one of set of alias groups already defined in the system.

Genotype File

The genotype file will look like this:

13341,A.B,,XXX XXXX

13342,A,A,*,

13343,B,-1,,

13344,A,B,,

13345,B,A,,

13346,B,B,?,XXX XXXXXXX XXXXX XX

13347,A,-1,,

1338,B,A,,

etc...
It’s format is:

<sample_id>, <allele1_name>, <allele2_name>, [<allele3_name>,] <anomally>, <notes>

Here is a description of the fields:

	Name
	Type
	Description

	Sample ID
	String
	The ID of the sample corresponding to an individual in a pedigree. The pedigree data for this individual must already exist in the Linkage Pipeline system.

	Allele1 Name
	String
	The name used by the source laboratory to refer to this allele.

	Allele2 Name
	String
	The name used by the source laboratory to refer to this allele.

	Allele3 Name (optional)
	String
	The name used by the source laboratory to refer to this allele.

	Anomaly
	Character
	One of a set of predefined anomaly characters that have special meaning.

	Notes
	String
	One line of notes. The notes cannot contain a new line character.


Pedigree Data Input File Format

To load information concerning pedigrees, the user must supply two files:

Pedigrees File

Description File

The name of the pedigrees file will have this format: 

<any_name>.<extension>

The name of the description file will have this format:


<any_name>.<different_extension>

The user will specify what extension will be used for the pedigree file and what extension will be used for the description file. The system match pedigrees and descriptions files that have the same name.

Description File

The description file will look like this:

PanelName: XXXXX

EntryPerson: XXXXX

Laboratory: XXXXX

Notes: XXXXX

All of the above fields, except for the Notes field, may occur in any order. The Notes field must occur last.

Required Fields:
These fields may occur exactly once in the description file.

	Name
	Type
	Description

	PanelName
	String
	The name of the panel that pedigrees came from.

	Laboratory
	String
	The ID of the laboratory. This is the name of a laboratory of which the Linkage Pipeline system is aware.

	EntryPerson
	String
	The name of the person loading this file into the Linkage Pipeline.


Pedigree data File

The pedigree file looks like this:

1334

1,6,7,0,1

2,8,9,1,1

3,1,2,0,0

4,1,2,0,0

5,1,2,1,0

6,0,0,0,0

7,0,0,1,0

8,0,0,0,0

9,0,0,1,0

1335

1,7,8,0,1

2,9,10,1,1

3,1,2,1,0

4,1,2,1,0

5,1,2,0,0

6,1,2,0,0

7,0,0,0,0

8,0,0,1,0

9,0,0,0,0

10,0,0,1,0

It has the following format:

<first_family_id>

<first_ind_id>,<father_id>,<mother_id>,<sex>,<unrelated>

<second_ind_id>,<father_id>,<mother_id>,<sex>,<unrelated>

etc…

<second_family_id>

etc…

It can contain information on an arbitrary number of families.

Here is a description of the fields:

	Name
	Type
	Description

	Family ID
	Integer
	The number that uniquely identifies this family within the context of the pedigree’s source.

	Individual ID
	Integer
	The number that uniquely identifies this individual within the context of the individual’s family.

	Father ID
	Integer
	The Individual ID of this individual’s father.

	Sex
	0,1 or 3
	0 = female, 1 = male, 3 = unknown

	Unrelated
	0 or 1
	1 = unrelated individual, 0 = related individual


Reference Map Data Input File Formats

To load information concerning a single reference map, the user must supply:

· 1 Description File 

· 23 Chromosome Files

The name of the description file will have this format:


<ref_map_name>.<extension>

The name of the chromosome map file will have this format: 

<chromosome_map_name>.<different extension>

The user will specify what extension will be used for the chromosome map file and what extension will be used for the description file. 

Description File

The description file will look like this:

RefName: XXXXX

Version: XXXXX

PubStatus: XXXXX

Type: XXXXX

All of the above fields may occur in any order. 

Required Fields:
These fields may occur exactly once in the description file.

	Name
	Type
	Description

	RefName
	String
	The reference map name <e.g. v2skelmap>

	Version
	String
	The version number <e.g. 3.0>

	PubStatus
	String
	The publication status. TRUE if published and FALSE otherwise.

	Type
	String
	The reference map type <e.g. skeletal>


Chromosome Map File

The chromosome map file will look like this:

Chromosome: 01

Haplotyped:  20   D1S188.28603         48   D1S188.28572        

Haplotyped:  28   CRP.28584              49   CRP.28577           

Haplotyped:  29   APOA2.28583         47   NONCHLC.APOA2.28564.28564

Haplotyped:  38   D1S518.408           46   D1S518.28491        

Female_like = -754.058

Average_like = -783.029

 Sex_averaged map (recomb. frac., Kosambi cM):

   0   D1S548.128                  0.0                                         0.1263   12.9

   1   D1S228.28535             12.9                                        0.1905   20.1

   2   D1S199.28506             33.0                                        0.0770    7.8

  etc…. 

  etc….

  43   D1S225.28532            252.0                                      0.0975    9.9

  44   ACTN2.28581            261.8                                      0.1486   15.3

  45   D1S547.519                277.2                

 Sex-specific map (recomb. frac., Kosambi cM -- female, male ):

   0   D1S548.128                  0.0           0.0                                         0.16   16.2                    0.09    9.3

   1   D1S228.28535             16.2          9.3                                         0.22   23.8                    0.17   17.8

   2   D1S199.28506             40.1         27.1                                        0.13   13.8                    0.03    3.0

  etc…

  etc…

  43   D1S225.28532          318.9       186.4                                        0.23   25.0                    0.00    0.0

  44   ACTN2.28581          343.9       186.4                                        0.19   20.3                    0.11   11.7

  45   D1S547.519              364.2       198.1                     

The formats are:

Chromosome: <chromosome number>

Haplotyped:   <primary marker id (from loc file)> <primary marker name>  (<secondary marker id> <hap secondary marker name>)  … can add as many secondary haplotype members as appropriate.  

Female_like = <female likelihood score>

Average_like = <average likelihood>

Sex_averaged map (recomb. frac., Kosambi cM):

<interval#>   <marker name>     <map length from top>         <rec frac>  <interval len>

Sex-specific map (recomb. frac., Kosambi cM -- female, male ):

<interval#>   <marker name>     <female len. from top> <male len.form top> <female rec. frac> (((
((( <female interval len.> <male rec. frac.> <male interval len.>

The haplotype line is optional and only needs to be included if the maps contains haplotypes.

In the sex average and sex specific map, ONLY list the primary haplotype member.

((( continue all on the same line.
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