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MEDICAL GENETICS LABORATORIES

 he Medical Genetics Laboratories at Baylor College of Medicine have been dedicated to providing the medical genetics community with high quality comprehensive  

diagnostic services for over 30 years.  By building on our institution’s strengths in research and discovery, we are committed to providing quality genetic testing services 

relevant to twenty-first century medicine.

DNA DIAGNOSTIC LABORATORY

As a dynamic part of the Medical Genetics Laboratories, the DNA Diagnostic Laboratory provides state of the art DNA based testing for molecular diagnosis, carrier 

risk assessment and prenatal diagnosis of a broad range of inherited conditions.  

Specializing in the diagnosis of both common and ultra rare genetic disorders, we utilize the latest in molecular techniques to bring today’s exciting developments in 

genetics to you and your patients. Our experienced team of laboratory personnel, medical geneticists and genetic counselors are committed to our tradition of innovative 

molecular diagnosis through bench to bedside personalized genetic testing.

 SHIPPING

Medical Genetics Laboratories

Grand Blvd. Receiving Dock

2450 Holcombe Blvd.

Houston, Tx 77021

Prepaid shipping kits are available upon request: Please call MGL at 1-800-411-gene (4363). 
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New Developments
Research and Development into 
Non-invasive Prenatal Diagnosis

For availability, please check our website!
Array CGH for Inherited Colon Cancer

Includes copy number evaluation of APC, MLH1, MSH2, MSH6, MYH, 
P53, PTEN, and RECQL4 Genes

Representative Array-CGH plots:

�e discovery that cell-free fetal DNA circulates in maternal plasma has led 
to the consideration of its use as a source of fetal material, thereby providing a 
noninvasive approach to determining prenatal genetic status. In a collaborative 
study with Sequenom, Inc., the DNA Diagnostic Laboratory is studying the 
us of cell-free fetal DNA circulating in maternal plasma to determine prenatal 
RHD status by MALDI-TOF mass spectrometry. Further validation of this 
technology is on-going. In this example spectra, the top panel shows data for 
the mother which is interpreted as RHD-negative. �e lower panel shows 
ampli�cation of SRY and RHD exons 4, 5, 7, and 10 in her fetus which is 
interpreted as male and RHD-positive.

NEUROLOGIC, METABOLIC AND  
SYNDROMIC DISORDERS GENE METHOD OF DETECTION

Angelman Syndrome
UBE3A Sequencing Analysis
UBE3A Methylation Analysis

Argininosuccinic Aciduria ASL Sequencing Analysis
Arylsulfatase A ARSA Sequencing Analysis
ARX-Related Disorders ARX Sequencing Analysis
Autoimmune Polyendocrinopathy-Candidiasis-Ectodermal Dystrophy AIRE Sequencing Analysis
Cartilage Hair Hypoplasia RMRP Sequencing Analysis
CDKL5-Related Atypical Rett Syndrome CDKL5 Sequencing Analysis
Charge Syndrome CHD7 Sequencing Analysis
CFTR-Related Disorders CFTR Sequencing Analysis
Citrullinemia Type I ASS Sequencing Analysis
Cleidocranial Dysplasia RUNX2 Sequencing Analysis
CRTAP-Related Osteogenesis Imperfecta CRTAP Sequencing Analysis
Dentatorubral Pallidoluysian Atrophy ATN1 Trinucleotide Repeat Analysis
EIF2B5-Related Leukoencephalopathy VWM EIF2B5 Sequencing Analysis
Fabry Disease GLA Sequencing Analysis
Familial Platelet Disorder w/Assoc. Myeloid Malignancy RUNX1 Sequencing Analysis
Familial Hypercholesterolemia LDLR Sequencing Analysis
FMR1-Related Disorders FMR-1 Trinucleotide Repeat Analysis
Focal Dermal Hypoplasia PORCN Sequencing Analysis

Friedrich Ataxia
FXN Trinucleotide Repeat Analysis
FXN Sequencing Analysis

GJB2-Related Hereditary Hearing Loss GJB2 Sequencing Analysis
GJB6-Related Hereditary Hearing Loss GJB6 Mutation Analysis
Huntington Disease HTT Trinucleotide Repeat Analysis
Incontinentia Pigmenti IKBKG/NEMO Mutation Analysis
Kennedy Disease AR Trinucleotide Repeat Analysis
Krabbe Disease GALC Sequencing Analysis
LEPRE1-Related Osteogenesis Imperfecta LEPRE1 Sequencing Analysis
Lesch-Nyhan Syndrome HPRT Sequencing Analysis
Lowe Syndrome OCRL1 Sequencing Analysis

MECP2-Related Disorders
MECP2 Copy Number Analysis
MECP2 Sequencing Analysis

Metaphyseal Chondrodysplasia, Schmid Type COL10A1 Sequencing Analysis
Mucopolysaccharidosis 1 IDUA Sequencing Analysis
Mucopolysaccharidosis 2 IDS Sequencing Analysis
Mucopolysaccharidosis IVA GALNS Sequencing Analysis
Myotonic Dystophy Type 1 DMPK Trinucleotide Repeat Analysis
Nail-Patella Syndrome LMX1B Sequencing Analysis

Noonan Syndrome

PTPN11 Sequencing Analysis
KRAS Sequencing Analysis
SOS1 Sequencing Analysis
RAF1 Sequencing Analysis

PLP1-Related Disorders PLP1 Sequencing Analysis
Prader-Willi Syndrome PWCR Methylation Analysis
PTEN-Related Disorders PTEN Sequencing Analysis
RPS19-Related Diamond Blackfan Anemia RPS19 Sequencing Analysis
Spinal Muscular Atrophy SMN1 Copy Number Analysis
Spinocerebellar Ataxia Type 1 ATXN1 Trinucleotide Repeat Analysis
Spinocerebellar Ataxia Type 10 ATXN10 Pentanucleotide Repeat Analysis
X-Linked Angelman-like Syndrome SLC9A6 Sequencing Analysis
X-Linked Ocular Albinism GPR143 Sequencing Analysis
Wolman Disease LIPA Sequencing Analysis

CANCER SUSCEPTIBILITY DISORDERS GENE METHOD OF DETECTION

APC-Associated Polyposis Conditions
APC Copy Number Analysis
APC Sequencing Analysis

Hereditary Non-Polyposis Colon Cancer Screening MLH1/MSH2/MSH6 MSI & IHC
Hereditary Non-Polyposis Colon Cancer MLH1/MSH2/MSH6 Sequencing Analysis
Hereditary Non-Polyposis Colon Cancer MLH1/MSH2 Copy Number Analysis
Li-Fraumeni Syndrome TP53 Sequencing Analysis

MYH-Associated Polyposis
MYH Sequencing Analysis
MYH 2-Mutation Panel

RECQL4-Related Disorders RECQL4 Sequencing Analysis
CFTR Mutation Panel

TARGETED MUTATION STUDIES GENE METHOD OF DETECTION
Achondroplasia FGFR3 Mutation Panel
Ashkenazic Disease Screen (TSD, CF, CD, FD) Multiple Mutation Panel
Bloom Syndrome Ashkenazic BLM Mutation Panel
Canavan Disease Ashkenazic ASPA Mutation Panel
CFTR-Related Disorders CFTR Mutation Panel
CFTR 5T Variant CFTR Variant Analysis
Factor V Leiden Thrombophilia F5 Mutation Analysis
Familial Dysautonomia Ashkenazic IKBKAP Mutation Panel
HFE-Associated Hereditary Hemochromatosis HFE Mutation Panel
MTHFR Thermolabile Variant MTHFR Variant Analysis
Niemann-Pick Disease Ashkenazic SMPD1 Mutation Panel
Prothrombin Thrombophilia F2 Mutation Analysis
RHD Genotyping (Trio) RHD Genotype Analysis
Sickle Cell Disease Mutation Analysis HBB Mutation Analysis
Tay-Sachs Disease Screen HEXA 3-Mutation Panel
Y-Chromosome Detection SRY SRY DNA Analysis



New Developments
Research and Development into 
Non-invasive Prenatal Diagnosis

For availability, please check our website!
Array CGH for Inherited Colon Cancer

Includes copy number evaluation of APC, MLH1, MSH2, MSH6, MYH, 
P53, PTEN, and RECQL4 Genes

Representative Array-CGH plots:

�e discovery that cell-free fetal DNA circulates in maternal plasma has led 
to the consideration of its use as a source of fetal material, thereby providing a 
noninvasive approach to determining prenatal genetic status. In a collaborative 
study with Sequenom, Inc., the DNA Diagnostic Laboratory is studying the 
us of cell-free fetal DNA circulating in maternal plasma to determine prenatal 
RHD status by MALDI-TOF mass spectrometry. Further validation of this 
technology is on-going. In this example spectra, the top panel shows data for 
the mother which is interpreted as RHD-negative. �e lower panel shows 
ampli�cation of SRY and RHD exons 4, 5, 7, and 10 in her fetus which is 
interpreted as male and RHD-positive.

NEUROLOGIC, METABOLIC AND  
SYNDROMIC DISORDERS GENE METHOD OF DETECTION

Angelman Syndrome
UBE3A Sequencing Analysis
UBE3A Methylation Analysis

Argininosuccinic Aciduria ASL Sequencing Analysis
Arylsulfatase A ARSA Sequencing Analysis
ARX-Related Disorders ARX Sequencing Analysis
Autoimmune Polyendocrinopathy-Candidiasis-Ectodermal Dystrophy AIRE Sequencing Analysis
Cartilage Hair Hypoplasia RMRP Sequencing Analysis
CDKL5-Related Atypical Rett Syndrome CDKL5 Sequencing Analysis
Charge Syndrome CHD7 Sequencing Analysis
CFTR-Related Disorders CFTR Sequencing Analysis
Citrullinemia Type I ASS Sequencing Analysis
Cleidocranial Dysplasia RUNX2 Sequencing Analysis
CRTAP-Related Osteogenesis Imperfecta CRTAP Sequencing Analysis
Dentatorubral Pallidoluysian Atrophy ATN1 Trinucleotide Repeat Analysis
EIF2B5-Related Leukoencephalopathy VWM EIF2B5 Sequencing Analysis
Fabry Disease GLA Sequencing Analysis
Familial Platelet Disorder w/Assoc. Myeloid Malignancy RUNX1 Sequencing Analysis
Familial Hypercholesterolemia LDLR Sequencing Analysis
FMR1-Related Disorders FMR-1 Trinucleotide Repeat Analysis
Focal Dermal Hypoplasia PORCN Sequencing Analysis

Friedrich Ataxia
FXN Trinucleotide Repeat Analysis
FXN Sequencing Analysis

GJB2-Related Hereditary Hearing Loss GJB2 Sequencing Analysis
GJB6-Related Hereditary Hearing Loss GJB6 Mutation Analysis
Huntington Disease HTT Trinucleotide Repeat Analysis
Incontinentia Pigmenti IKBKG/NEMO Mutation Analysis
Kennedy Disease AR Trinucleotide Repeat Analysis
Krabbe Disease GALC Sequencing Analysis
LEPRE1-Related Osteogenesis Imperfecta LEPRE1 Sequencing Analysis
Lesch-Nyhan Syndrome HPRT Sequencing Analysis
Lowe Syndrome OCRL1 Sequencing Analysis

MECP2-Related Disorders
MECP2 Copy Number Analysis
MECP2 Sequencing Analysis

Metaphyseal Chondrodysplasia, Schmid Type COL10A1 Sequencing Analysis
Mucopolysaccharidosis 1 IDUA Sequencing Analysis
Mucopolysaccharidosis 2 IDS Sequencing Analysis
Mucopolysaccharidosis IVA GALNS Sequencing Analysis
Myotonic Dystophy Type 1 DMPK Trinucleotide Repeat Analysis
Nail-Patella Syndrome LMX1B Sequencing Analysis

Noonan Syndrome

PTPN11 Sequencing Analysis
KRAS Sequencing Analysis
SOS1 Sequencing Analysis
RAF1 Sequencing Analysis

PLP1-Related Disorders PLP1 Sequencing Analysis
Prader-Willi Syndrome PWCR Methylation Analysis
PTEN-Related Disorders PTEN Sequencing Analysis
RPS19-Related Diamond Blackfan Anemia RPS19 Sequencing Analysis
Spinal Muscular Atrophy SMN1 Copy Number Analysis
Spinocerebellar Ataxia Type 1 ATXN1 Trinucleotide Repeat Analysis
Spinocerebellar Ataxia Type 10 ATXN10 Pentanucleotide Repeat Analysis
X-Linked Angelman-like Syndrome SLC9A6 Sequencing Analysis
X-Linked Ocular Albinism GPR143 Sequencing Analysis
Wolman Disease LIPA Sequencing Analysis

CANCER SUSCEPTIBILITY DISORDERS GENE METHOD OF DETECTION

APC-Associated Polyposis Conditions
APC Copy Number Analysis
APC Sequencing Analysis

Hereditary Non-Polyposis Colon Cancer Screening MLH1/MSH2/MSH6 MSI & IHC
Hereditary Non-Polyposis Colon Cancer MLH1/MSH2/MSH6 Sequencing Analysis
Hereditary Non-Polyposis Colon Cancer MLH1/MSH2 Copy Number Analysis
Li-Fraumeni Syndrome TP53 Sequencing Analysis

MYH-Associated Polyposis
MYH Sequencing Analysis
MYH 2-Mutation Panel

RECQL4-Related Disorders RECQL4 Sequencing Analysis
CFTR Mutation Panel

TARGETED MUTATION STUDIES GENE METHOD OF DETECTION
Achondroplasia FGFR3 Mutation Panel
Ashkenazic Disease Screen (TSD, CF, CD, FD) Multiple Mutation Panel
Bloom Syndrome Ashkenazic BLM Mutation Panel
Canavan Disease Ashkenazic ASPA Mutation Panel
CFTR-Related Disorders CFTR Mutation Panel
CFTR 5T Variant CFTR Variant Analysis
Factor V Leiden Thrombophilia F5 Mutation Analysis
Familial Dysautonomia Ashkenazic IKBKAP Mutation Panel
HFE-Associated Hereditary Hemochromatosis HFE Mutation Panel
MTHFR Thermolabile Variant MTHFR Variant Analysis
Niemann-Pick Disease Ashkenazic SMPD1 Mutation Panel
Prothrombin Thrombophilia F2 Mutation Analysis
RHD Genotyping (Trio) RHD Genotype Analysis
Sickle Cell Disease Mutation Analysis HBB Mutation Analysis
Tay-Sachs Disease Screen HEXA 3-Mutation Panel
Y-Chromosome Detection SRY SRY DNA Analysis



New Developments
Research and Development into 
Non-invasive Prenatal Diagnosis

For availability, please check our website!
Array CGH for Inherited Colon Cancer

Includes copy number evaluation of APC, MLH1, MSH2, MSH6, MYH, 
P53, PTEN, and RECQL4 Genes

Representative Array-CGH plots:

�e discovery that cell-free fetal DNA circulates in maternal plasma has led 
to the consideration of its use as a source of fetal material, thereby providing a 
noninvasive approach to determining prenatal genetic status. In a collaborative 
study with Sequenom, Inc., the DNA Diagnostic Laboratory is studying the 
us of cell-free fetal DNA circulating in maternal plasma to determine prenatal 
RHD status by MALDI-TOF mass spectrometry. Further validation of this 
technology is on-going. In this example spectra, the top panel shows data for 
the mother which is interpreted as RHD-negative. �e lower panel shows 
ampli�cation of SRY and RHD exons 4, 5, 7, and 10 in her fetus which is 
interpreted as male and RHD-positive.

NEUROLOGIC, METABOLIC AND  
SYNDROMIC DISORDERS GENE METHOD OF DETECTION

Angelman Syndrome
UBE3A Sequencing Analysis
UBE3A Methylation Analysis

Argininosuccinic Aciduria ASL Sequencing Analysis
Arylsulfatase A ARSA Sequencing Analysis
ARX-Related Disorders ARX Sequencing Analysis
Autoimmune Polyendocrinopathy-Candidiasis-Ectodermal Dystrophy AIRE Sequencing Analysis
Cartilage Hair Hypoplasia RMRP Sequencing Analysis
CDKL5-Related Atypical Rett Syndrome CDKL5 Sequencing Analysis
Charge Syndrome CHD7 Sequencing Analysis
CFTR-Related Disorders CFTR Sequencing Analysis
Citrullinemia Type I ASS Sequencing Analysis
Cleidocranial Dysplasia RUNX2 Sequencing Analysis
CRTAP-Related Osteogenesis Imperfecta CRTAP Sequencing Analysis
Dentatorubral Pallidoluysian Atrophy ATN1 Trinucleotide Repeat Analysis
EIF2B5-Related Leukoencephalopathy VWM EIF2B5 Sequencing Analysis
Fabry Disease GLA Sequencing Analysis
Familial Platelet Disorder w/Assoc. Myeloid Malignancy RUNX1 Sequencing Analysis
Familial Hypercholesterolemia LDLR Sequencing Analysis
FMR1-Related Disorders FMR-1 Trinucleotide Repeat Analysis
Focal Dermal Hypoplasia PORCN Sequencing Analysis

Friedrich Ataxia
FXN Trinucleotide Repeat Analysis
FXN Sequencing Analysis

GJB2-Related Hereditary Hearing Loss GJB2 Sequencing Analysis
GJB6-Related Hereditary Hearing Loss GJB6 Mutation Analysis
Huntington Disease HTT Trinucleotide Repeat Analysis
Incontinentia Pigmenti IKBKG/NEMO Mutation Analysis
Kennedy Disease AR Trinucleotide Repeat Analysis
Krabbe Disease GALC Sequencing Analysis
LEPRE1-Related Osteogenesis Imperfecta LEPRE1 Sequencing Analysis
Lesch-Nyhan Syndrome HPRT Sequencing Analysis
Lowe Syndrome OCRL1 Sequencing Analysis

MECP2-Related Disorders
MECP2 Copy Number Analysis
MECP2 Sequencing Analysis

Metaphyseal Chondrodysplasia, Schmid Type COL10A1 Sequencing Analysis
Mucopolysaccharidosis 1 IDUA Sequencing Analysis
Mucopolysaccharidosis 2 IDS Sequencing Analysis
Mucopolysaccharidosis IVA GALNS Sequencing Analysis
Myotonic Dystophy Type 1 DMPK Trinucleotide Repeat Analysis
Nail-Patella Syndrome LMX1B Sequencing Analysis

Noonan Syndrome

PTPN11 Sequencing Analysis
KRAS Sequencing Analysis
SOS1 Sequencing Analysis
RAF1 Sequencing Analysis

PLP1-Related Disorders PLP1 Sequencing Analysis
Prader-Willi Syndrome PWCR Methylation Analysis
PTEN-Related Disorders PTEN Sequencing Analysis
RPS19-Related Diamond Blackfan Anemia RPS19 Sequencing Analysis
Spinal Muscular Atrophy SMN1 Copy Number Analysis
Spinocerebellar Ataxia Type 1 ATXN1 Trinucleotide Repeat Analysis
Spinocerebellar Ataxia Type 10 ATXN10 Pentanucleotide Repeat Analysis
X-Linked Angelman-like Syndrome SLC9A6 Sequencing Analysis
X-Linked Ocular Albinism GPR143 Sequencing Analysis
Wolman Disease LIPA Sequencing Analysis

CANCER SUSCEPTIBILITY DISORDERS GENE METHOD OF DETECTION

APC-Associated Polyposis Conditions
APC Copy Number Analysis
APC Sequencing Analysis

Hereditary Non-Polyposis Colon Cancer Screening MLH1/MSH2/MSH6 MSI & IHC
Hereditary Non-Polyposis Colon Cancer MLH1/MSH2/MSH6 Sequencing Analysis
Hereditary Non-Polyposis Colon Cancer MLH1/MSH2 Copy Number Analysis
Li-Fraumeni Syndrome TP53 Sequencing Analysis

MYH-Associated Polyposis
MYH Sequencing Analysis
MYH 2-Mutation Panel

RECQL4-Related Disorders RECQL4 Sequencing Analysis
CFTR Mutation Panel

TARGETED MUTATION STUDIES GENE METHOD OF DETECTION
Achondroplasia FGFR3 Mutation Panel
Ashkenazic Disease Screen (TSD, CF, CD, FD) Multiple Mutation Panel
Bloom Syndrome Ashkenazic BLM Mutation Panel
Canavan Disease Ashkenazic ASPA Mutation Panel
CFTR-Related Disorders CFTR Mutation Panel
CFTR 5T Variant CFTR Variant Analysis
Factor V Leiden Thrombophilia F5 Mutation Analysis
Familial Dysautonomia Ashkenazic IKBKAP Mutation Panel
HFE-Associated Hereditary Hemochromatosis HFE Mutation Panel
MTHFR Thermolabile Variant MTHFR Variant Analysis
Niemann-Pick Disease Ashkenazic SMPD1 Mutation Panel
Prothrombin Thrombophilia F2 Mutation Analysis
RHD Genotyping (Trio) RHD Genotype Analysis
Sickle Cell Disease Mutation Analysis HBB Mutation Analysis
Tay-Sachs Disease Screen HEXA 3-Mutation Panel
Y-Chromosome Detection SRY SRY DNA Analysis



Medical Genetics Laboratories

    Baylor College of Medicine

MEDICAL GENETICS LABORATORIES

 he Medical Genetics Laboratories at Baylor College of Medicine have been dedicated to providing the medical genetics community with high quality comprehensive  

diagnostic services for over 30 years.  By building on our institution’s strengths in research and discovery, we are committed to providing quality genetic testing services 

relevant to twenty-first century medicine.

DNA DIAGNOSTIC LABORATORY

As a dynamic part of the Medical Genetics Laboratories, the DNA Diagnostic Laboratory provides state of the art DNA based testing for molecular diagnosis, carrier 

risk assessment and prenatal diagnosis of a broad range of inherited conditions.  

Specializing in the diagnosis of both common and ultra rare genetic disorders, we utilize the latest in molecular techniques to bring today’s exciting developments in 

genetics to you and your patients. Our experienced team of laboratory personnel, medical geneticists and genetic counselors are committed to our tradition of innovative 

molecular diagnosis through bench to bedside personalized genetic testing.

 SHIPPING

Medical Genetics Laboratories

Grand Blvd. Receiving Dock

2450 Holcombe Blvd.

Houston, Tx 77021

Prepaid shipping kits are available upon request: Please call MGL at 1-800-411-gene (4363). 


