<!DOCTYPE html PUBLIC "-//W3C//DTD XHTML 1.0 Transitional//EN" "http://www.w3.org/TR/xhtml1/DTD/xhtml1-transitional.dtd">
<html xmlns="http://www.w3.org/1999/xhtml">
<head>
<meta http-equiv="Content-Type" content="text/html; charset=UTF-8" />
<title>Emory Genetics Lab</title>
<link rel="stylesheet" type="text/css" href="//genetics.emory.edu/egl/css/styles.css" />
<link rel="stylesheet" type="text/css" href="//genetics.emory.edu/egl/css/search.css" />
<script type="text/javascript"> 

  var _gaq = _gaq || [];
  _gaq.push(['_setAccount', 'UA-5438380-5']);
  _gaq.push(['_trackPageview']);
  (function() {
    var ga = document.createElement('script'); ga.type = 'text/javascript'; ga.async = true;
    ga.src = ('https:' == document.location.protocol ? 'https://ssl' : 'http://www') + '.google-analytics.com/ga.js';
    var s = document.getElementsByTagName('script')[0]; s.parentNode.insertBefore(ga, s);
  })();
</script>
<style> 

/* liScroll styles */
.tickercontainer { /* the outer div with the black border */
background-color:#000000;
width: 548px; 
height: 34px; 
margin: 0; 
padding: 0;
overflow: hidden; 
}
.tickercontainer .mask { /* that serves as a mask. so you get a sort of padding both left and right */
position: relative;
left: 10px;
top: 8px;
width: 718px;
overflow: hidden;
}
ul.newsticker { /* that's your list */
position: relative;
left: 750px;
font: bold 12px Verdana;
list-style-type: none;
margin: 0;
padding: 0;
}
ul.newsticker li {
float: left; /* important: display inline gives incorrect results when you check for elem's width */
margin: 0;
padding: 0;
}
ul.newsticker a {
white-space: nowrap;
padding: 0 10px 0 0;
color: white;
font: bold 12px Verdana;
margin: 0 50px 0 0;
} 
ul.newsticker span {
margin: 0;
} 
</style>
</head>
<!--[if IE]>
<style>
#body-container {

margin:auto;

width:928px;

min-height:400px;

padding-top:10px;

padding-bottom: 10px;

background-color:white;

border:1px solid silver;

clear:both;
</style
}
<![endif]-->
<body class="timeline firefox-windows front" id="front">
<div id = 'head'>
  <div id = 'search-container'>
        <link rel="stylesheet" type="text/css" href="http://genetics.emory.edu/egl/css/jquery.css"/>
<script type="text/javascript"> 

function UpdateLoginType(type)
{

if(type == 0)

{


document.getElementById('txt_cust_email').value = "Email Address";


document.loginwindow.action = "https://genetics.emory.edu/egl/include/login.php";


document.getElementById('txt_cust_email').focus();

}

else

{


document.getElementById('txt_cust_email').value = "Network ID";


document.loginwindow.action = "https://genetics.emory.edu/class/class.process.php";


document.getElementById('txt_cust_email').focus();

}
}
function ChangeBox()
{
  document.getElementById('div1').style.display='none';
  document.getElementById('div2').style.display='';
  document.getElementById('txt_cust_pass').focus();
}
function RestoreBox()
{
  if(document.getElementById('password').value=='')
  {

document.getElementById('div1').style.display='';

document.getElementById('div2').style.display='none';
  }
}
</script>
<div id = 'search-box' style = "width:auto; text-align:left;">
<div class = 'clientmenucontainer'>
<form name = "loginwindow" style = "margin-top:0px; font-size:11px" method="POST" action="https://genetics.emory.edu/egl/include/login.php"  >
  <div style = "color:white; margin-bottom:10px;">
    <input name="content" type="radio" id="content_0" value="1" checked="checked" onClick = "UpdateLoginType(0);"  />
    <label for = "content_0">Client</label>
    <input type="radio" name="content" value="2" id="content_1"  onClick = "UpdateLoginType(1);"  />
    <label for = "content_1">Employee</label></div>
  <div style = 'float:left; margin-right:5px'>
    <input name="txt_cust_email" id="txt_cust_email" type="text" style = 'width:120px' value="Email Address" size="35" onkeydown="if(this.value == 'Email Address' || this.value == 'Network ID') this.value = '';" class = 'ui-corner-all inputBorder'>
  </div>
  <div id = 'div1' style = 'float:left; margin-right:5px'>
    <input name="pass_temp" id="pass_temp" type="text" style = 'width:120px;' value="Password" size="35" onfocus="ChangeBox()" class = 'ui-corner-all inputBorder'>
  </div>
  <div id = 'div2' style = 'display:none; float:left; margin-right:5px;'>
    <input name="txt_cust_pass" id="txt_cust_pass" type="password" style = 'width:120px' value="" size="35" onkeydown="if(this.value == 'Password') this.value = '';"   maxlength="30" onblur="RestoreBox()" class = 'ui-corner-all inputBorder'>
  </div>
  <input type="submit" name="button" id="submit" value="Login" class = 'ui-state-default ui-priority-primary ui-corner-all' style = "padding:0" />
  <input type='hidden' name='referrer' value='/egl/tests/view.php' />
  <input type='hidden' name='sublogin' value='1' />
</form>
<div class = 'loggedin' style = 'text-align:center'><a href='//genetics.emory.edu/egl/reqform/reqformsmain.php?f=2'>Create an account </a> | 
<a href = 'http://genetics.emory.edu/egl/reqform/reqformsmain.php?f=15'>Forgot password?</a></div>
</div>
<style> 

.clientmenucontainer {

border: 1px solid white;

padding:5px;

margin: 10px 0 0 0;

padding:5px;

padding-right:17px;

border-radius: 5px; 

background-image:url(images/menubg.png);

font-size:11px;

width:370px;
}
.loggedin {

padding:3px;

font-family:verdana;

font-size:10px;

font-weight:bold;

color:white;
}
.loggedin a {

color:white;

}
.loggedin a:hover {

color:yellow;

}
</style>
</div>
<script type="text/javascript"> 

var gaJsHost = (("https:" == document.location.protocol) ? "https://ssl." : "http://www.");
document.write(unescape("%3Cscript src='" + gaJsHost + "google-analytics.com/ga.js' type='text/javascript'%3E%3C/script%3E"));
/*
$('#navigation a').each(function() {

$(this).click(function(e) {

  var element = $(this).attr('href');

  $('html').animate({ scrollTop: $(element).offset().top }, 250, null, function() { document.location = element; });

  e.preventDefault();

});
  });
$('#submit')
.hover(

function(){ 


$(this).addClass("ui-state-hover"); 

},

function(){ 


$(this).removeClass("ui-state-hover"); 

}
)
*/
</script>  </div>
  <div id= "internal-heading"><div id="header">
<!--
<ul id="ticker01">

<li><a href="http://www.emory.edu">Here is some information about the Exome Sequencing Test. I'm still playing with the colors! The text can be used as a link to take the user to more information</a></li>
</ul>
-->
</div></div>
  <div id= "internal-top-nav">
<link rel="stylesheet" type="text/css" href="//genetics.emory.edu/egl/css/hcp-navigation.css" />
<script src="//genetics.emory.edu/egl/js/stuHover.js" type="text/javascript"></script>
<ul id="nav">

<li class="top"><a href="//genetics.emory.edu/egl" class="top_link"><span>Home</span></a></li>

<li class="top"><a href="//genetics.emory.edu/egl/search/search.php" class="top_link" style = 'color:yellow'><span>Test Search</span></a></li>

<li class="top"><a href="//genetics.emory.edu/egl/orders/" id="shop" class="top_link"><span class="down">Test Ordering</span></a>


<ul class="sub">



<li><a href="https://genetics.emory.edu/egl/orders/">Test Ordering Home</a></li>
            <li><a href="//genetics.emory.edu/egl/orders/index.php/2148">Requisition Forms</a></li>
            <li><a href="//genetics.emory.edu/egl/orders/index.php/1126">How to Send Specimens</a></li>
            <li><a href="//genetics.emory.edu/egl/orders/index.php/2041">Sample Submission Guidelines</a></li>
            <li><a href="//genetics.emory.edu/egl/orders/index.php/1463">Prenatal Testing</a></li>
            <li><a href="https://genetics.emory.edu/egl/orders/order.php">Order a Test Online</a></li>



<li><a href="//genetics.emory.edu/egl/orders/index.php/1449">Online Ordering Instructions</a></li>
            <li><a href="//genetics.emory.edu/egl/orders/index.php/1521">Referral Services</a></li>
            <li><a href="//genetics.emory.edu/egl/orders/index.php/1541">Consent Forms</a></li>


</ul>

</li>


<li class="top"><a href="//genetics.emory.edu/egl/billing/" id="shop" class="top_link"><span class="down">Billing</span></a>


<ul class="sub">



<li><a href="//genetics.emory.edu/egl/billing/">Billing Home</a></li>
            <li><a href="//genetics.emory.edu/egl/billing/index.php/2144">Billing Forms</a></li>
            <li><a href="//genetics.emory.edu/egl/billing/index.php/1143">Billing Options</a></li>



<li><a href="//genetics.emory.edu/egl/billing/index.php/1142">Methods of Payment</a></li>
            <li><a href="//genetics.emory.edu/egl/billing/index.php/1452">Insurance Verification and Authorization</a></li>
            <li><a href="//genetics.emory.edu/egl/billing/index.php/2157">Letters of Medical Necessity</a></li>



<li><a href="//genetics.emory.edu/egl/billing/index.php/1144">Cancellation Policy</a></li>
            <li><a href="//genetics.emory.edu/egl/billing/index.php/1464">International</a></li>


</ul>

</li>

<li class="top"><a href="//genetics.emory.edu/egl/service/" id="shop" class="top_link"><span class="down">Client Services</span></a>


<ul class="sub">



<li><a href="//genetics.emory.edu/egl/service/">Client Services Home</a></li>
            <li><a href="//genetics.emory.edu/egl/forms/order-kits.php">Order Mailing Kits</a></li>



<li><a href="//genetics.emory.edu/egl/service/index.php/1161">FAQs</a></li>
            <li><a href="//genetics.emory.edu/egl/forms/feedback.php">Client Feedback</a></li>


</ul>

</li>
    <li class="top"><a href="//genetics.emory.edu/egl/about/" id="products" class="top_link"><span class="down">About EGL</span></a>


<ul class="sub">



<li><a href="//genetics.emory.edu/egl/about/">About EGL Home</a></li>
            <li><a href="//genetics.emory.edu/egl/about/index.php/761">Leadership Team</a></li>



<li><a href="//genetics.emory.edu/egl/about/index.php/981">EGL's History</a></li>



<li><a href="//genetics.emory.edu/egl/news/news.php?action=List">Newsroom</a></li>



<li><a href="//genetics.emory.edu/egl/about/index.php/781">Licensure and Accreditation</a></li>



<li><a href="//genetics.emory.edu/egl/about/index.php/1001">Careers</a></li>



<!--<li><a href="/about/index.php/1202">ISCA Consortium</a></li>-->
            <li><a href="//genetics.emory.edu/egl/survey/clientsatisfaction.php">Client Satisfaction Survey</a></li>
            <li><a href="//genetics.emory.edu/egl/about/index.php/2158">Volunteer Opportunities</a></li>


</ul>

</li>


<li class="top"><a href="//genetics.emory.edu/egl/resources/" class="top_link"><span>Resources</span></a></li>
        <li class="top"><a href="//genetics.emory.edu/egl/service/index.php/821" class="top_link"><span>Contact Us</span></a></li>
        </li></ul>
  </div>
</div>
<div id = 'body-container'>
<div id = 'home-center-well' style = 'width:920px' style = 'background-color:white'>
<script src="../js/jquery.min.js"></script> 
<script src="../js/jquery.tools.min.js"></script>
<link rel="stylesheet" type="text/css" href="../css/hcp-tabs.css" />
<style> 

/* tab pane styling */
body 
{

margin: 0 0 0 0;
}
#test-content {

font-weight:normal;

}
p {

font-weight:normal;

margin:0;

padding:0;

}
</style>
<link rel="stylesheet" type="text/css" href ="//genetics.emory.edu/egl/css/styles.css" />
<a href = 'javascript:history.go(-1);'></a>
<style> 

.tab-content {

border:none;

height:338px; /* height of the content pane */

overflow:auto;

font-family:verdana;

font-size:12px;

background-color:#FFFFFF;
}
ul {

margin:0 0 0 0;
}
#test-content p {

margin:10px 0 10px 5px;
}
#body-container {

min-height:450px;

}
</style>
<script src="../SpryAssets/SpryTabbedPanels.js" type="text/javascript"></script>
<link href="../SpryAssets/SpryTabbedPanels.css" rel="stylesheet" type="text/css">
<div id = 'test-display-title'>Autism Panel: Tier 2</div><div id="TabbedPanels3" class="TabbedPanels">
<ul class="TabbedPanelsTabGroup">
  <li class="TabbedPanelsTab" tabindex="0" title = 'Name, Synonyms, Test Code, Indication, Price'>Overview</li>
  <li class="TabbedPanelsTab" tabindex="5" style = "background-color:lightyellow" title = 'Requisition Forms, Online Ordering'>How to Order Test</li>
  <li class="TabbedPanelsTab" tabindex="2" title = 'Specimen Requirements, Shipping Instructions'>Specimen Requirements</li>
  <li class="TabbedPanelsTab" tabindex="1" title = 'Condition Description, Methodology'>Test Description</li>
  <li class="TabbedPanelsTab" tabindex="3" title = 'Related Tests'>Related Tests</li>
  <li class="TabbedPanelsTab" tabindex="4" title = 'Special Instructions'>Special Instructions</li>
</ul>
<div class="TabbedPanelsContentGroup">
  <div class="TabbedPanelsContent tab-content" style = 'padding:15px'>
    <!--OVERVIEW-->
    <table width='100%'><tr><td><img src = '../images/Integrated20.png' title = 'Integrated Testing'/></td><td align='right' style = 'font-size:9px'>




<a href='testpage.php?testid=4125' target='_blank'>Full Page View</a> | 




<a href='//genetics.emory.edu/egl/tests/testpdf.php?testid=4125' target='_blank'>PDF View</a></td>




</tr></table>    <div id = 'test-header'>Name</div>
    <div id = "test-content"> Autism Panel: Tier 2 </div>
    <div id = 'test-header'>Synonyms</div><div id = 'test-content'>autism spectrum disorders, ASD, autism, pervasive developmental delay-not otherwise specified, PDD-NOS, Asperger syndrome</div>    <div id = 'test-header'>Test Code</div>
    <div id = "test-content"> MM021 </div>
    <div id = 'test-header'>Indication</div>
    <div id = "test-content"> This test is indicated for:<br /> 
<ul> 
  <li>Confirmation of a clinical diagnosis of autism or an autism spectrum disorder.</li> 
  <li>Carrier testing in adults with a family history of autism or an autism spectrum disorder.</li> 
</ul> </div>
        <div id = "test-content">
          </div>
    <div id = 'test-header'>CPT Codes</div>
    <div id = "test-content">
      <span>81405 (x1), 81406 (x1)<span>            
    </div>
    <div id = 'test-header'>Turn around time</div>
    <div id = "test-content">
      16 weeks    </div>
    <!---->
  </div>
  <div class="TabbedPanelsContent tab-content" style = 'padding:15px'>
    <!--HOW TO ORDER TEST-->
    <div><b>This test can be found on the following requisition form(s):</b></div><p><a href = 'http://genetics.emory.edu/egl/requisition/Molecular' target = '_blank'>Comprehensive Molecular Test Requisition Form</a></p> <p><a href = 'http://genetics.emory.edu/egl/requisition/EmExome' target = '_blank'>Whole Exome Sequencing Test Requisition Form</a></p> <p><a href = 'http://genetics.emory.edu/egl/requisition/Autism' target = '_blank'>Austism/Intellectual Disability/Developmental Delays Test Requisition Form</a></p> <br><div><b>To order this test online, click the link below:</b></div><p><a href = 'https://genetics.emory.edu/egl/orders/order.php?testid=4125&testname=Autism Panel: Tier 2 &testcode=MM021' target = '_parent'>Order this test online</a></p>    <!----->
  </div>
  <div class="TabbedPanelsContent tab-content" style = 'padding:15px'>
    <!--SPECIMEN REQUIREMENTS-->
      <div style = 'margin: 10px 0 10px 0; font-weight:bold;'><i>Submit only 1 of the following specimen types</i></div>    <table cellpadding="5" width = '100%' style = 'font-size:10px;'>
      <tr style = "background-color:#FFFFCC">
        <td valign='top' style = 'width:100px; padding-right:10px;'><b>Type</b></td>
        <td valign='top' style = 'width:260px;padding-right:10px;'><b>Specimen Requirements</b></td>
        <td valign='top'><b>Specimen Collection and Shipping</b></td>
      </tr>
      <tr><td valign='top' style = 'border-bottom:1px dotted silver'>Whole Blood</td><td valign='top' style = 'border-bottom:1px dotted silver'>In EDTA (purple top) tube:<br>Infants (<2 years): 2-3 ml<br>Children (>2 years): 3-5 ml<br>Older Children & Adults: 5-10 ml</td><td valign='top' style = 'border-bottom:1px dotted silver'>Ship sample at room temperature with overnight delivery.</td></tr><tr><td valign='top' style = 'border-bottom:1px dotted silver'>Isolated DNA</td><td valign='top' style = 'border-bottom:1px dotted silver'>In microtainer: 60 ug<br /><br />Isolation using the Qiagen<sup>TM</sup> Puregene kit for DNA extraction is recommended.</td><td valign='top' style = 'border-bottom:1px dotted silver'>Refrigerate until time of shipment in 100 ng/ul of TE buffer. Ship sample at room temperature with overnight delivery.</td></tr>    </table>
     <!---->
  </div>
  <div class="TabbedPanelsContent tab-content" style = 'padding:15px'>
    <!--TEST DESCRIPTION-->
    <div id = 'test-header'>Condition Description</div>
    <div id = "test-content"> <span style="font-weight: bold;">Genetics of Autism Spectrum Disorders</span><br />Autism spectrum disorders (ASDs) are a group of neurodevelopmental disorders which include autism, pervasive developmental delay-not otherwise specified (PDD-NOS), and Asperger syndrome. ASDs are characterized by impairments in social relationships, variable degrees of language and communication deficits, and repetitive behaviors and/or a narrow range of interests. The age of onset is prior to age 3 with a variable clinical presentation, ranging in severity both amongst individuals as well as amongst the various subtypes of ASDs. Additional clinical features may also be observed in individuals with an ASD, such as intellectual disability (up to ~50%) and seizures (~25%).<br /><br />Known genetic causes of autism include cytogenetically visible chromosome abnormalities (3-5%), copy number variants &ndash; which include submicroscopic deletions and duplications (~6-7%), and single gene disorders (~5%). <br /><br />Emory Genetics Laboratory&rsquo;s integrated testing strategy allows for a comprehensive cytogenetics, metabolic, and molecular analysis of ASD in your patient. For a summary of autism testing at EGL, please click <a target="_blank" href="/egl/featuredtests/index.php/1643">here</a>.<br /><br />*Please note that some genes on this panel are associated with additional phenotypes.<br /><br /><span style="font-weight: bold;">All components of the Autism Panel can be ordered separately.</span><br /><br />References:<br /> 
<ul> 
  <li>Autism and Developmental Disabilities Monitoring Network Surveillance Year 2006 Principal Investigators and the CDC (2009). <i>MMWR Surveill Summ</i>, 58:1-20.</li> 
  <li>Bolton <span style="font-style: italic;">et al.</span> (2011). <i>Br J Psychiatry</i>, 198:289-294.</li> 
  <li>Vorstman <span style="font-style: italic;">et al.</span> (2006) <i>Mol Psych</i>, 11:18-28.</li> 
  <li>Shen <span style="font-style: italic;">et al.</span> (2010).<i> Pediatrics</i>, 125:e727-35. </li> 
  <li>Miles JH (2011). <i>Genet Med</i>, 13:278-94.</li> 
  <li>Schaefer <span style="font-style: italic;">et al.</span> (2008). <i>Genet Med</i>, 10:301-5. </li> 
</ul></div>
     <div id = 'test-header'>Genes</div><div id = 'test-content' style = 'margin-bottom:10px;'><a href = 'http://www.omim.org/entry/608222' target = '_blank'>ADSL</a>, <a href = 'http://www.omim.org/entry/300806' target = '_blank'>AFF2</a>, <a href = 'http://www.omim.org/entry/300629' target = '_blank'>AP1S2</a>, <a href = 'http://www.omim.org/entry/300382' target = '_blank'>ARX</a>, <a href = 'http://www.omim.org/entry/300032' target = '_blank'>ATRX</a>, <a href = 'http://www.omim.org/entry/614901' target = '_blank'>BCKDK</a>, <a href = 'http://www.omim.org/entry/164757' target = '_blank'>BRAF</a>, <a href = 'http://www.omim.org/entry/114205' target = '_blank'>CACNA1C</a>, <a href = 'http://www.omim.org/entry/300172' target = '_blank'>CASK</a>, <a href = 'http://www.omim.org/entry/300203' target = '_blank'>CDKL5</a>, <a href = 'http://www.omim.org/entry/608892' target = '_blank'>CHD7</a>, <a href = 'http://www.omim.org/entry/604569' target = '_blank'>CNTNAP2</a>, <a href = 'http://www.omim.org/entry/600140' target = '_blank'>CREBBP</a>, <a href = 'http://www.omim.org/entry/602858' target = '_blank'>DHCR7</a>, <a href = 'http://www.omim.org/entry/300377' target = '_blank'>DMD</a>, <a href = 'http://www.omim.org/entry/607001' target = '_blank'>EHMT1</a>, <a href = 'http://www.omim.org/entry/300546' target = '_blank'>FGD1</a>, <a href = 'http://www.omim.org/entry/309550' target = '_blank'>FMR1</a>, <a href = 'http://www.omim.org/entry/136430' target = '_blank'>FOLR1</a>, <a href = 'http://www.omim.org/entry/164874' target = '_blank'>FOXG1</a>, <a href = 'http://www.omim.org/entry/605515' target = '_blank'>FOXP1</a>, <a href = 'http://www.omim.org/entry/605317' target = '_blank'>FOXP2</a>, <a href = 'http://www.omim.org/entry/ ' target = '_blank'>GABRB3</a>, <a href = 'http://www.omim.org/entry/308000' target = '_blank'>HPRT1</a>, <a href = 'http://www.omim.org/entry/314690' target = '_blank'>KDM5C</a>, <a href = 'http://www.omim.org/entry/308840' target = '_blank'>L1CAM</a>, <a href = 'http://www.omim.org/entry/611472' target = '_blank'>MBD5</a>, <a href = 'http://www.omim.org/entry/300005' target = '_blank'>MECP2</a>, <a href = 'http://www.omim.org/entry/300188' target = '_blank'>MED12</a>, <a href = 'http://www.omim.org/entry/600662' target = '_blank'>MEF2C</a>, <a href = 'http://www.omim.org/entry/300552' target = '_blank'>MID1</a>, <a href = 'http://www.omim.org/entry/300457' target = '_blank'>NHS</a>, <a href = 'http://www.omim.org/entry/608667' target = '_blank'>NIPBL</a>, <a href = 'http://www.omim.org/entry/300336' target = '_blank'>NLGN3</a>, <a href = 'http://www.omim.org/entry/300427' target = '_blank'>NLGN4X</a>, <a href = 'http://www.omim.org/entry/603881' target = '_blank'>NR1I3</a>, <a href = 'http://www.omim.org/entry/600565' target = '_blank'>NRXN1</a>, <a href = 'http://www.omim.org/entry/606681' target = '_blank'>NSD1</a>, <a href = 'http://www.omim.org/entry/300127' target = '_blank'>OPHN1</a>, <a href = 'http://www.omim.org/entry/601545' target = '_blank'>PAFAH1B1</a>, <a href = 'http://www.omim.org/entry/300460' target = '_blank'>PCDH19</a>, <a href = 'http://www.omim.org/entry/300414' target = '_blank'>PHF6</a>, <a href = 'http://www.omim.org/entry/605610' target = '_blank'>PNKP</a>, <a href = 'http://www.omim.org/entry/300463' target = '_blank'>PQBP1</a>, <a href = 'http://www.omim.org/entry/300828' target = '_blank'>PTCHD1</a>, <a href = 'http://www.omim.org/entry/ ' target = '_blank'>PTEN</a>, <a href = 'http://www.omim.org/entry/176876' target = '_blank'>PTPN11</a>, <a href = 'http://www.omim.org/entry/300774' target = '_blank'>RAB39B</a>, <a href = 'http://www.omim.org/entry/607642' target = '_blank'>RAI1</a>, <a href = 'http://www.omim.org/entry/600514' target = '_blank'>RELN</a>, <a href = 'http://www.omim.org/entry/182389' target = '_blank'>SCN1A</a>, <a href = 'http://www.omim.org/entry/138140' target = '_blank'>SLC2A1</a>, <a href = 'http://www.omim.org/entry/300231' target = '_blank'>SLC9A6</a>, <a href = 'http://www.omim.org/entry/601607' target = '_blank'>SMARCB1</a>, <a href = 'http://www.omim.org/entry/300040' target = '_blank'>SMC1A</a>, <a href = 'http://www.omim.org/entry/602272' target = '_blank'>TCF4</a>, <a href = 'http://www.omim.org/entry/312180' target = '_blank'>UBE2A</a>, <a href = 'http://www.omim.org/entry/601623' target = '_blank'>UBE3A</a>, <a href = 'http://www.omim.org/entry/607817' target = '_blank'>VPS13B</a>, <a href = 'http://www.omim.org/entry/605802' target = '_blank'>ZEB2</a></div><div id = 'test-header'>Methodology</div><div id = 'test-content'><span style="font-weight: bold;">Next Generation Sequencing:</span>&nbsp;&nbsp; In solution hybridization of all coding exons contained in the genes of the Autism Panel is performed on the patient&#39;s genomic DNA. Direct sequencing of the amplified captured regions is performed using next generation sequencing. The patient&#39;s gene sequences are then compared to a standard reference sequence. Potentially causative variants and areas of low coverage are Sanger sequenced in order to confirm variants and ensure 100% coverage of the targeted exons. Sequence variations are classified as pathogentic variants, benign variants unrelated to disease, or variants of unknown clinical significance. Variants of unknown clinical significance may require further studies of the patient and/or family members. This assay does not interrogate the promoter region, deep intronic regions, or other regulatory elements, and does not detect single or multi exon deletions or duplications.<br /><br /><br /><span style="font-weight: bold;">Deletion/Duplication Analysis:&nbsp;</span> DNA isolated from peripheral blood is hybridized to a gene-targeted CGH array to detect deletions and duplications. The targeted CGH array has overlapping probes that cover the entire genomic region.<br /><br /><span style="font-weight: bold;">FRAXE:</span>&nbsp; Alleles in the normal and premutation range are detected by PCR amplification and fragment analysis.&nbsp; Males: Methylation sensitive PCR is performed to determine <i>AFF2</i>/ <i>FMR2</i> methylation status. Females: Southern blot analysis is performed to detect expanded alleles of the <i>FMR2</i> gene.</div><div id = 'test-header'>Detection</div><div id = 'test-content'><span style="font-weight: bold;">Next Generation Sequencing:</span>&nbsp; Clinical Sensitivity: Unknown. Mutations in the promoter region, some mutations in the introns and other regulatory element mutations cannot be detected by this analysis. Large deletions/duplications will not be detected by this analysis. Results of molecular analysis should be interpreted in the context of the patient&#39;s clinical/biochemical phenotype. <br />Analytical Sensitivity: ~99% <br /><br /><span style="font-weight: bold;">Deletion/Duplication Analysis:</span>&nbsp; Detection is limited to duplications and deletions. The CGH array will not detect point or intronic mutations. Results of molecular analysis must be interpreted in the context of the patient&#39;s clinical and/or biochemical phenotype.<br /><br /><span style="font-weight: bold;">FRAXE:</span>&nbsp; All cases of FRAXE syndrome caused by CCG expansion of the <i>AFF2</i>/<i>FMR2</i> gene will be detected by this assay. Rare cases of FRAXE syndrome caused by mutation of the AFF2/FMR2 gene will not be detected by this assay.</div>    <!---->
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