
Code Code Description Code Code Description 

81173

AR (androgen receptor) (eg, spinal and bulbar muscular atrophy, 

Kennedy disease, X chromosome inactivation) gene analysis; full gene 

sequence 0230U

AR (androgen receptor) (eg, spinal and bulbar muscular atrophy, 

Kennedy disease, X chromosome inactivation), full sequence analysis, 

including small sequence changes in exonic and intronic regions, 

deletions, duplications, short tandem repeat (STR) expansions, mobile 

element insertions, and variants in non-uniquely mappable regions

81185

CACNA1A (calcium voltage-gated channel subunit alpha1 A) (eg, 

spinocerebellar ataxia) gene analysis; full gene sequence 0231U

CACNA1A (calcium voltage-gated channel subunit alpha 1A) (eg, 

spinocerebellar ataxia), full gene analysis, including small sequence 

changes in exonic and intronic regions, deletions, duplications, short 

tandem repeat (STR) gene expansions, mobile element insertions, and 

variants in non-uniquely mappable regions

81189

CSTB (cystatin B) (eg, Unverricht-Lundborg disease) gene analysis; full 

gene sequence 0232U

CSTB (cystatin B) (eg, progressive myoclonic epilepsy type 1A, 

Unverricht-Lundborg disease), full gene analysis, including small 

sequence changes in exonic and intronic regions, deletions, 

duplications, short tandem repeat (STR) expansions, mobile element 

insertions, and variants in non-uniquely mappable regions

81215

BRCA1 (BRCA1, DNA repair associated) (eg, hereditary breast and 

ovarian cancer) gene analysis; known familial variant 81217

BRCA2 (BRCA2, DNA repair associated) (eg, hereditary breast and 

ovarian cancer) gene analysis; known familial variant

81217

BRCA2 (BRCA2, DNA repair associated) (eg, hereditary breast and 

ovarian cancer) gene analysis; known familial variant 81215

BRCA1 (BRCA1, DNA repair associated) (eg, hereditary breast and 

ovarian cancer) gene analysis; known familial variant

81226

CYP2D6 (cytochrome P450, family 2, subfamily D, polypeptide 6) (eg, 

drug metabolism), gene analysis, common variants (eg, *2, *3, *4, *5, 

*6, *9, *10, *17, *19, *29, *35, *41, *1XN, *2XN, *4XN) 0070U

CYP2D6 (cytochrome P450, family 2, subfamily D, polypeptide 6) (eg, 

drug metabolism) gene analysis, common and select rare variants (ie, 

*2, *3, *4, *4N, *5, *6, *7, *8, *9, *10, *11, *12, *13, *14A, *14B, *15, *17, 

*29, *35, *36, *41, *57, *61, *63, *68, *83, *xN)

81228

Cytogenomic (genome-wide) analysis for constitutional chromosomal 

abnormalities; interrogation of genomic regions for copy number 

variants, comparative genomic hybridization [CGH] microarray analysis 81229

Cytogenomic (genome-wide) analysis for constitutional chromosomal 

abnormalities; interrogation of genomic regions for copy number and 

single nucleotide polymorphism (SNP) variants, comparative genomic 

hybridization (CGH) microarray analysis

81228

Cytogenomic (genome-wide) analysis for constitutional chromosomal 

abnormalities; interrogation of genomic regions for copy number 

variants, comparative genomic hybridization [CGH] microarray analysis S3870

Comparative genomic hybridization (CGH) microarray testing for 

developmental delay, autism spectrum disorder and/or intellectual 

disability

81229

Cytogenomic (genome-wide) analysis for constitutional chromosomal 

abnormalities; interrogation of genomic regions for copy number and 

single nucleotide polymorphism (SNP) variants, comparative genomic 

hybridization (CGH) microarray analysis 81228

Cytogenomic (genome-wide) analysis for constitutional chromosomal 

abnormalities; interrogation of genomic regions for copy number 

variants, comparative genomic hybridization [CGH] microarray analysis

81229

Cytogenomic (genome-wide) analysis for constitutional chromosomal 

abnormalities; interrogation of genomic regions for copy number and 

single nucleotide polymorphism (SNP) variants, comparative genomic 

hybridization (CGH) microarray analysis S3870

Comparative genomic hybridization (CGH) microarray testing for 

developmental delay, autism spectrum disorder and/or intellectual 

disability

81286 FXN (frataxin) (eg, Friedreich ataxia) gene analysis; full gene sequence 0233U

FXN (frataxin) (eg, Friedreich ataxia), gene analysis, including small 

sequence changes in exonic and intronic regions, deletions, 

duplications, short tandem repeat (STR) expansions, mobile element 

insertions, and variants in non-uniquely mappable regions

81302

MECP2 (methyl CpG binding protein 2) (eg, Rett syndrome) gene 

analysis; full sequence analysis 0234U

MECP2 (methyl CpG binding protein 2) (eg, Rett syndrome), full gene 

analysis, including small sequence changes in exonic and intronic 

regions, deletions, duplications, mobile element insertions, and variants 

in non-uniquely mappable regions

81321

PTEN (phosphatase and tensin homolog) (eg, Cowden syndrome, 

PTEN hamartoma tumor syndrome) gene analysis; full sequence 

analysis 0235U

PTEN (phosphatase and tensin homolog) (eg, Cowden syndrome, 

PTEN hamartoma tumor syndrome), full gene analysis, including small 

sequence changes in exonic and intronic regions, deletions, 

duplications, mobile element insertions, and variants in non-uniquely 

mappable regions
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81336

SMN1 (survival of motor neuron 1, telomeric) (eg, spinal muscular 

atrophy) gene analysis; full gene sequence 0236U

SMN1 (survival of motor neuron 1, telomeric) and SMN2 (survival of 

motor neuron 2, centromeric) (eg, spinal muscular atrophy) full gene 

analysis, including small sequence changes in exonic and intronic 

regions, duplications,  deletions, and mobile element insertions

81412

Ashkenazi Jewish associated disorders (eg, Bloom syndrome, Canavan 

disease, cystic fibrosis, familial dysautonomia, Fanconi anemia group C, 

Gaucher disease, Tay-Sachs disease), genomic sequence analysis 

panel, must include sequencing of at least 9 genes, including ASPA, 

BLM, CFTR, FANCC, GBA, HEXA, IKBKAP, MCOLN1, and SMPD1 81200

ASPA (aspartoacylase) (eg, Canavan disease) gene analysis, common 

variants (eg, E285A, Y231X)

81412

Ashkenazi Jewish associated disorders (eg, Bloom syndrome, Canavan 

disease, cystic fibrosis, familial dysautonomia, Fanconi anemia group C, 

Gaucher disease, Tay-Sachs disease), genomic sequence analysis 

panel, must include sequencing of at least 9 genes, including ASPA, 

BLM, CFTR, FANCC, GBA, HEXA, IKBKAP, MCOLN1, and SMPD1 81209

BLM (Bloom syndrome, RecQ helicase-like) (eg, Bloom syndrome) gene 

analysis, 2281del6ins7 variant

81412

Ashkenazi Jewish associated disorders (eg, Bloom syndrome, Canavan 

disease, cystic fibrosis, familial dysautonomia, Fanconi anemia group C, 

Gaucher disease, Tay-Sachs disease), genomic sequence analysis 

panel, must include sequencing of at least 9 genes, including ASPA, 

BLM, CFTR, FANCC, GBA, HEXA, IKBKAP, MCOLN1, and SMPD1 81220

CFTR (cystic fibrosis transmembrane conductance regulator) (eg, cystic 

fibrosis) gene analysis; common variants (eg, ACMG/ACOG guidelines)

81412

Ashkenazi Jewish associated disorders (eg, Bloom syndrome, Canavan 

disease, cystic fibrosis, familial dysautonomia, Fanconi anemia group C, 

Gaucher disease, Tay-Sachs disease), genomic sequence analysis 

panel, must include sequencing of at least 9 genes, including ASPA, 

BLM, CFTR, FANCC, GBA, HEXA, IKBKAP, MCOLN1, and SMPD1 81242

FANCC (Fanconi anemia, complementation group C) (eg, Fanconi 

anemia, type C) gene analysis, common variant (eg, IVS4+4A>T)

81412

Ashkenazi Jewish associated disorders (eg, Bloom syndrome, Canavan 

disease, cystic fibrosis, familial dysautonomia, Fanconi anemia group C, 

Gaucher disease, Tay-Sachs disease), genomic sequence analysis 

panel, must include sequencing of at least 9 genes, including ASPA, 

BLM, CFTR, FANCC, GBA, HEXA, IKBKAP, MCOLN1, and SMPD1 81251

GBA (glucosidase, beta, acid) (eg, Gaucher disease) gene analysis, 

common variants (eg, N370S, 84GG, L444P, IVS2+1G>A)

81412

Ashkenazi Jewish associated disorders (eg, Bloom syndrome, Canavan 

disease, cystic fibrosis, familial dysautonomia, Fanconi anemia group C, 

Gaucher disease, Tay-Sachs disease), genomic sequence analysis 

panel, must include sequencing of at least 9 genes, including ASPA, 

BLM, CFTR, FANCC, GBA, HEXA, IKBKAP, MCOLN1, and SMPD1 81255

HEXA (hexosaminidase A [alpha polypeptide]) (eg, Tay-Sachs disease) 

gene analysis, common variants (eg, 1278insTATC, 1421+1G>C, 

G269S)

81412

Ashkenazi Jewish associated disorders (eg, Bloom syndrome, Canavan 

disease, cystic fibrosis, familial dysautonomia, Fanconi anemia group C, 

Gaucher disease, Tay-Sachs disease), genomic sequence analysis 

panel, must include sequencing of at least 9 genes, including ASPA, 

BLM, CFTR, FANCC, GBA, HEXA, IKBKAP, MCOLN1, and SMPD1 81260

IKBKAP (inhibitor of kappa light polypeptide gene enhancer in B-cells, 

kinase complex-associated protein) (eg, familial dysautonomia) gene 

analysis, common variants (eg, 2507+6T>C, R696P)

81426

Genome (eg, unexplained constitutional or heritable disorder or 

syndrome); sequence analysis, each comparator genome (eg, parents, 

siblings) (List separately in addition to code for primary procedure) 0425U

Genome (eg, unexplained constitutional or heritable disorder or 

syndrome), rapid sequence analysis, each comparator genome (eg, 

parents, siblings)

81432

Hereditary breast cancer-related disorders (eg, hereditary breast 

cancer, hereditary ovarian cancer, hereditary endometrial cancer, 

hereditary pancreatic cancer, hereditary prostate cancer), genomic 

sequence analysis panel, 5 or more genes, interrogation for sequence 

variants and copy number variants 0102U

Hereditary breast cancer-related disorders (eg, hereditary breast 

cancer, hereditary ovarian cancer, hereditary endometrial cancer), 

genomic sequence analysis panel utilizing a combination of NGS, 

Sanger, MLPA, and array CGH, with mRNA analytics to resolve variants 

of unknown significance when indicated (17 genes [sequencing and 

deletion/duplication])

81435

Hereditary colon cancer-related disorders (eg, Lynch syndrome, PTEN 

hamartoma syndrome, Cowden syndrome, familial adenomatosis 

polyposis), genomic sequence analysis panel, 5 or more genes, 

interrogation for sequence variants and copy number variants 0101U

Hereditary colon cancer disorders (eg, Lynch syndrome, PTEN 

hamartoma syndrome, Cowden syndrome, familial adenomatosis 

polyposis), genomic sequence analysis panel utilizing a combination of 

NGS, Sanger, MLPA, and array CGH, with mRNA analytics to resolve 

variants of unknown significance when indicated (15 genes [sequencing 

and deletion/duplication], EPCAM and GREM1 [deletion/duplication 

only])
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81443

Genetic testing for severe inherited conditions (eg, cystic fibrosis, 

Ashkenazi Jewish-associated disorders [eg, Bloom syndrome, Canavan 

disease, Fanconi anemia type C, mucolipidosis type VI, Gaucher 

disease, Tay-Sachs disease], beta hemoglobinopathies, 

phenylketonuria, galactosemia), genomic sequence analysis panel, 

must include sequencing of at least 15 genes (eg, ACADM, ARSA, 

ASPA, ATP7B, BCKDHA, BCKDHB, BLM, CFTR, DHCR7, FANCC, 

G6PC, GAA, GALT, GBA, GBE1, HBB, HEXA, IKBKAP, MCOLN1, 

PAH) 0400U

Obstetrics (expanded carrier screening), 145 genes by next-generation 

sequencing, fragment analysis and multiplex ligation-dependent probe 

amplification, DNA, reported as carrier positive or negative

81445

Solid organ neoplasm, genomic sequence analysis panel, 5-50 genes, 

interrogation for sequence variants and copy number variants or 

rearrangements, if performed; DNA analysis or combined DNA and RNA 

analysis 0022U

Targeted genomic sequence analysis panel, non-small cell lung 

neoplasia, DNA and RNA analysis, 23 genes, interrogation for sequence 

variants and rearrangements, reported as presence or absence of 

variants and associated therapy(ies) to consider

81450

Hematolymphoid neoplasm or disorder, genomic sequence analysis 

panel, 5-50 genes, interrogation for sequence variants, and copy 

number variants or rearrangements, or isoform expression or mRNA 

expression levels, if performed; DNA analysis or combined DNA and 

RNA analysis 0171U

Targeted genomic sequence analysis panel, acute myeloid leukemia, 

myelodysplastic syndrome, and myeloproliferative neoplasms, DNA 

analysis, 23 genes, interrogation for sequence variants, rearrangements 

and minimal residual disease, reported as presence/absence

0022U

Targeted genomic sequence analysis panel, non-small cell lung 

neoplasia, DNA and RNA analysis, 23 genes, interrogation for sequence 

variants and rearrangements, reported as presence or absence of 

variants and associated therapy(ies) to consider 81445

Solid organ neoplasm, genomic sequence analysis panel, 5-50 genes, 

interrogation for sequence variants and copy number variants or 

rearrangements, if performed; DNA analysis or combined DNA and RNA 

analysis

0070U

CYP2D6 (cytochrome P450, family 2, subfamily D, polypeptide 6) (eg, 

drug metabolism) gene analysis, common and select rare variants (ie, 

*2, *3, *4, *4N, *5, *6, *7, *8, *9, *10, *11, *12, *13, *14A, *14B, *15, *17, 

*29, *35, *36, *41, *57, *61, *63, *68, *83, *xN) 81226

CYP2D6 (cytochrome P450, family 2, subfamily D, polypeptide 6) (eg, 

drug metabolism), gene analysis, common variants (eg, *2, *3, *4, *5, 

*6, *9, *10, *17, *19, *29, *35, *41, *1XN, *2XN, *4XN)

0094U

Genome (eg, unexplained constitutional or heritable disorder or 

syndrome), rapid sequence analysis 0426U

Genome (eg, unexplained constitutional or heritable disorder or 

syndrome), ultra-rapid sequence analysis

0101U

Hereditary colon cancer disorders (eg, Lynch syndrome, PTEN 

hamartoma syndrome, Cowden syndrome, familial adenomatosis 

polyposis), genomic sequence analysis panel utilizing a combination of 

NGS, Sanger, MLPA, and array CGH, with mRNA analytics to resolve 

variants of unknown significance when indicated (15 genes [sequencing 

and deletion/duplication], EPCAM and GREM1 [deletion/duplication 

only]) 81435

Hereditary colon cancer-related disorders (eg, Lynch syndrome, PTEN 

hamartoma syndrome, Cowden syndrome, familial adenomatosis 

polyposis), genomic sequence analysis panel, 5 or more genes, 

interrogation for sequence variants and copy number variants

0102U

Hereditary breast cancer-related disorders (eg, hereditary breast 

cancer, hereditary ovarian cancer, hereditary endometrial cancer), 

genomic sequence analysis panel utilizing a combination of NGS, 

Sanger, MLPA, and array CGH, with mRNA analytics to resolve variants 

of unknown significance when indicated (17 genes [sequencing and 

deletion/duplication]) 81432

Hereditary breast cancer-related disorders (eg, hereditary breast 

cancer, hereditary ovarian cancer, hereditary endometrial cancer, 

hereditary pancreatic cancer, hereditary prostate cancer), genomic 

sequence analysis panel, 5 or more genes, interrogation for sequence 

variants and copy number variants

0103U

Hereditary ovarian cancer (eg, hereditary ovarian cancer, hereditary 

endometrial cancer), genomic sequence analysis panel utilizing a 

combination of NGS, Sanger, MLPA, and array CGH, with mRNA 

analytics to resolve variants of unknown significance when indicated (24 

genes [sequencing and deletion/duplication], EPCAM 

[deletion/duplication only]) 81432

Hereditary breast cancer-related disorders (eg, hereditary breast 

cancer, hereditary ovarian cancer, hereditary endometrial cancer, 

hereditary pancreatic cancer, hereditary prostate cancer), genomic 

sequence analysis panel, 5 or more genes, interrogation for sequence 

variants and copy number variants

0171U

Targeted genomic sequence analysis panel, acute myeloid leukemia, 

myelodysplastic syndrome, and myeloproliferative neoplasms, DNA 

analysis, 23 genes, interrogation for sequence variants, rearrangements 

and minimal residual disease, reported as presence/absence 81450

Hematolymphoid neoplasm or disorder, genomic sequence analysis 

panel, 5-50 genes, interrogation for sequence variants, and copy 

number variants or rearrangements, or isoform expression or mRNA 

expression levels, if performed; DNA analysis or combined DNA and 

RNA analysis

0230U

AR (androgen receptor) (eg, spinal and bulbar muscular atrophy, 

Kennedy disease, X chromosome inactivation), full sequence analysis, 

including small sequence changes in exonic and intronic regions, 

deletions, duplications, short tandem repeat (STR) expansions, mobile 

element insertions, and variants in non-uniquely mappable regions 81173

AR (androgen receptor) (eg, spinal and bulbar muscular atrophy, 

Kennedy disease, X chromosome inactivation) gene analysis; full gene 

sequence

0231U

CACNA1A (calcium voltage-gated channel subunit alpha 1A) (eg, 

spinocerebellar ataxia), full gene analysis, including small sequence 

changes in exonic and intronic regions, deletions, duplications, short 

tandem repeat (STR) gene expansions, mobile element insertions, and 

variants in non-uniquely mappable regions 81185

CACNA1A (calcium voltage-gated channel subunit alpha1 A) (eg, 

spinocerebellar ataxia) gene analysis; full gene sequence
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0232U

CSTB (cystatin B) (eg, progressive myoclonic epilepsy type 1A, 

Unverricht-Lundborg disease), full gene analysis, including small 

sequence changes in exonic and intronic regions, deletions, 

duplications, short tandem repeat (STR) expansions, mobile element 

insertions, and variants in non-uniquely mappable regions 81189

CSTB (cystatin B) (eg, Unverricht-Lundborg disease) gene analysis; full 

gene sequence

0233U

FXN (frataxin) (eg, Friedreich ataxia), gene analysis, including small 

sequence changes in exonic and intronic regions, deletions, 

duplications, short tandem repeat (STR) expansions, mobile element 

insertions, and variants in non-uniquely mappable regions 81286 FXN (frataxin) (eg, Friedreich ataxia) gene analysis; full gene sequence

0234U

MECP2 (methyl CpG binding protein 2) (eg, Rett syndrome), full gene 

analysis, including small sequence changes in exonic and intronic 

regions, deletions, duplications, mobile element insertions, and variants 

in non-uniquely mappable regions 81302

MECP2 (methyl CpG binding protein 2) (eg, Rett syndrome) gene 

analysis; full sequence analysis

0235U

PTEN (phosphatase and tensin homolog) (eg, Cowden syndrome, 

PTEN hamartoma tumor syndrome), full gene analysis, including small 

sequence changes in exonic and intronic regions, deletions, 

duplications, mobile element insertions, and variants in non-uniquely 

mappable regions 81321

PTEN (phosphatase and tensin homolog) (eg, Cowden syndrome, 

PTEN hamartoma tumor syndrome) gene analysis; full sequence 

analysis

0236U

SMN1 (survival of motor neuron 1, telomeric) and SMN2 (survival of 

motor neuron 2, centromeric) (eg, spinal muscular atrophy) full gene 

analysis, including small sequence changes in exonic and intronic 

regions, duplications,  deletions, and mobile element insertions 81336

SMN1 (survival of motor neuron 1, telomeric) (eg, spinal muscular 

atrophy) gene analysis; full gene sequence

0400U

Obstetrics (expanded carrier screening), 145 genes by next-generation 

sequencing, fragment analysis and multiplex ligation-dependent probe 

amplification, DNA, reported as carrier positive or negative 81443

Genetic testing for severe inherited conditions (eg, cystic fibrosis, 

Ashkenazi Jewish-associated disorders [eg, Bloom syndrome, Canavan 

disease, Fanconi anemia type C, mucolipidosis type VI, Gaucher 

disease, Tay-Sachs disease], beta hemoglobinopathies, 

phenylketonuria, galactosemia), genomic sequence analysis panel, 

must include sequencing of at least 15 genes (eg, ACADM, ARSA, 

ASPA, ATP7B, BCKDHA, BCKDHB, BLM, CFTR, DHCR7, FANCC, 

G6PC, GAA, GALT, GBA, GBE1, HBB, HEXA, IKBKAP, MCOLN1, 

PAH)

0425U

Genome (eg, unexplained constitutional or heritable disorder or 

syndrome), rapid sequence analysis, each comparator genome (eg, 

parents, siblings) 81426

Genome (eg, unexplained constitutional or heritable disorder or 

syndrome); sequence analysis, each comparator genome (eg, parents, 

siblings) (List separately in addition to code for primary procedure)

0426U

Genome (eg, unexplained constitutional or heritable disorder or 

syndrome), ultra-rapid sequence analysis 0094U

Genome (eg, unexplained constitutional or heritable disorder or 

syndrome), rapid sequence analysis

S3840

DNA analysis for germline mutations of the RET proto-oncogene for 

susceptibility to multiple endocrine neoplasia type 2 81404

Molecular pathology procedure, Level 5 (eg, analysis of 2-5 exons by 

DNA sequence analysis, mutation scanning or duplication/deletion 

variants of 6-10 exons, or characterization of a dynamic mutation 

disorder/triplet repeat by Southern blot analysis)

S3840

DNA analysis for germline mutations of the RET proto-oncogene for 

susceptibility to multiple endocrine neoplasia type 2 81405

Molecular pathology procedure, Level 6 (eg, analysis of 6-10 exons by 

DNA sequence analysis, mutation scanning or duplication/deletion 

variants of 11-25 exons, regionally targeted cytogenomic array analysis)

S3842 Genetic testing for Von Hippel-Lindau disease 81403

Molecular pathology procedure, Level 4 (eg, analysis of single exon by 

DNA sequence analysis, analysis of >10 amplicons using multiplex PCR 

in 2 or more independent reactions, mutation scanning or 

duplication/deletion variants of 2-5 exons)

S3842 Genetic testing for Von Hippel-Lindau disease 81404

Molecular pathology procedure, Level 5 (eg, analysis of 2-5 exons by 

DNA sequence analysis, mutation scanning or duplication/deletion 

variants of 6-10 exons, or characterization of a dynamic mutation 

disorder/triplet repeat by Southern blot analysis)

S3845 Genetic testing for alpha-thalassemia 81257

HBA1/HBA2 (alpha globin 1 and alpha globin 2) (eg, alpha thalassemia, 

Hb Bart hydrops fetalis syndrome, HbH disease), gene analysis; 

common deletions or variant (eg, Southeast Asian, Thai, Filipino, 

Mediterranean, alpha3.7, alpha4.2, alpha20.5, Constant Spring)

S3866

Genetic analysis for a specific gene mutation for hypertrophic 

cardiomyopathy (HCM) in an individual with a known HCM mutation in 

the family 81403

Molecular pathology procedure, Level 4 (eg, analysis of single exon by 

DNA sequence analysis, analysis of >10 amplicons using multiplex PCR 

in 2 or more independent reactions, mutation scanning or 

duplication/deletion variants of 2-5 exons)
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S3870

Comparative genomic hybridization (CGH) microarray testing for 

developmental delay, autism spectrum disorder and/or intellectual 

disability 81228

Cytogenomic (genome-wide) analysis for constitutional chromosomal 

abnormalities; interrogation of genomic regions for copy number 

variants, comparative genomic hybridization [CGH] microarray analysis

S3870

Comparative genomic hybridization (CGH) microarray testing for 

developmental delay, autism spectrum disorder and/or intellectual 

disability 81229

Cytogenomic (genome-wide) analysis for constitutional chromosomal 

abnormalities; interrogation of genomic regions for copy number and 

single nucleotide polymorphism (SNP) variants, comparative genomic 

hybridization (CGH) microarray analysis
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