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What is the GTR? e

The Genetic Testing Registry (GTR) provides a centralized repository of genetic test information populated via voluntary submission — A

from test providers. The scope includes the purpose, methodology, validity, and evidence of utility of each test, as well as laboratory ooty Tl ot T i s s b T e
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[ Long QT syndrome 3 () with HCH and has an identified sarcomere gene mutation.

contacts and credentials. The web site also supports ready access to context-specific information about conditions, genes, test e e et i o e S
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A test registry, not a laboratory directory. in the GTR, you can retrieve a test by name, by test provider name, and by Dexemcm
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Methods: Sequence analysis of the entire coding region, Linkage analysis

purpose (e.g. name of condition or gene). If you do a non-specific search, as in (A) at the right, you can quickly focus on the result e
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webbed neck, unusual chest shape with superior pectus carinatum and inferior pectus excavatum, cryptorchidism, characteristic facies, vaned coagulation

: : ° . defects, lymphatic dysplasias, and ocular abnorm alities. Athough birth length is usually normal, final adult height approaches the lower limit of normal. Congenital Lab certification reset Methods: Sequence analysis of the entire coding region, |8l Deletion/duplication analysis
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include atrial and ventricular septal defects, branch pulmonary artery stenosis, and tetralogy of Fallot. Up to one third of affected individuals have mild intellectual OMIM ertified (32}
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Also known as: BPTP3, CFC, MGC 14433, NS1, PTP-1D, PTP2C, SH-PTP2, SH-PTP3, SHP2
Summary: protein tyrosine phosphatase, non-receptor type 11

Representative result of a query for tests related to cardiomyopathy

| cardiomyopathy | Conditions/Phenoctypes j O Search

What is novel to the GTR web site? C

Showing 47 related diseases

Tests
Labs

Global search. Search on any term or combination of terms, across all the GTR or a subset. In this example (C), the term Dy st descrplon related diseases

cardiomyopathy is used to search for diseases with a name containing that word, but the same query could be directed against all of the
GTR, only laboratory data, or only test names.
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Quickly filter results. If your query results in many answers, the GTR provides filter choices to allow you to find quickly a desired engin oo | e o [_psen
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