
Code Code Description Maximum 

81161
DMD (dystrophin) (eg, Duchenne/Becker muscular dystrophy) deletion analysis, and duplication analysis, if 

performed
 1*

81162
BRCA1, BRCA2 (breast cancer 1 and 2) (eg, hereditary breast and ovarian cancer) gene analysis; full 

sequence analysis and full duplication/deletion analysis
1

81200 ASPA (aspartoacylase) (eg, Canavan disease) gene analysis, common variants (eg, E285A, Y231X)  1*

81201
APC (adenomatous polyposis coli) (eg, familial adenomatosis polyposis [FAP], attenuated FAP) gene 

analysis; full gene sequence
1

81202
APC (adenomatous polyposis coli) (eg, familial adenomatosis polyposis [FAP], attenuated FAP) gene 

analysis; known familial variants
1

81203
APC (adenomatous polyposis coli) (eg, familial adenomatosis polyposis [FAP], attenuated FAP) gene 

analysis; duplication/deletion variants
1

81205
BCKDHB (branched-chain keto acid dehydrogenase E1, beta polypeptide) (eg, maple syrup urine disease) 

gene analysis, common variants (eg, R183P, G278S, E422X)
 1*

81209 BLM (Bloom syndrome, RecQ helicase-like) (eg, Bloom syndrome) gene analysis, 2281del6ins7 variant  1*

81211

BRCA1, BRCA2 (breast cancer 1 and 2) (eg, hereditary breast and ovarian cancer) gene analysis; full 

sequence analysis and common duplication/deletion variants in BRCA1 (ie, exon 13 del 3.835kb, exon 13 

dup 6kb, exon 14-20 del 26kb, exon 22 del 510bp, exon

1

81212
BRCA1, BRCA2 (breast cancer 1 and 2) (eg, hereditary breast and ovarian cancer) gene analysis; 

185delAG, 5385insC, 6174delT variants
1

81213
BRCA1, BRCA2 (breast cancer 1 and 2) (eg, hereditary breast and ovarian cancer) gene analysis; 

uncommon duplication/deletion variants
1

81214

BRCA1 (breast cancer 1) (eg, hereditary breast and ovarian cancer) gene analysis; full sequence analysis 

and common duplication/deletion variants (ie, exon 13 del 3.835kb, exon 13 dup 6kb, exon 14-20 del 26kb, 

exon 22 del 510bp, exon 8-9 del 7.1kb)

1

81215 BRCA1 (breast cancer 1) (eg, hereditary breast and ovarian cancer) gene analysis; known familial variant 1

81216 BRCA2 (breast cancer 2) (eg, hereditary breast and ovarian cancer) gene analysis; full sequence analysis 1

81217 BRCA2 (breast cancer 2) (eg, hereditary breast and ovarian cancer) gene analysis; known familial variant 1

81220
CFTR (cystic fibrosis transmembrane conductance regulator) (eg, cystic fibrosis) gene analysis; common 

variants (eg, ACMG/ACOG guidelines)
 1*

81221
CFTR (cystic fibrosis transmembrane conductance regulator) (eg, cystic fibrosis) gene analysis; known 

familial variants
 2*

81222
CFTR (cystic fibrosis transmembrane conductance regulator) (eg, cystic fibrosis) gene analysis; 

duplication/deletion variants
1

81223
CFTR (cystic fibrosis transmembrane conductance regulator) (eg, cystic fibrosis) gene analysis; full gene 

sequence
1

81224
CFTR (cystic fibrosis transmembrane conductance regulator) (eg, cystic fibrosis) gene analysis; intron 8 

poly-T analysis (eg, male infertility)
 1*

81225
CYP2C19 (cytochrome P450, family 2, subfamily C, polypeptide 19) (eg, drug metabolism), gene analysis, 

common variants (eg, *2, *3, *4, *8,  *17)            
1

81227
CYP2C9 (cytochrome P450, family 2, subfamily C, polypeptide 9) (eg, drug metabolism), gene analysis, 

common variants (eg, *2, *3, *5, *6)
1

81228

Cytogenomic constitutional (genome-wide) microarray analysis; interrogation of genomic regions for copy 

number variants (eg, bacterial artificial chromosome [BAC] or oligo-based comparative genomic 

hybridization [CGH] microarray analysis)

1

81229
Cytogenomic constitutional (genome-wide) microarray analysis; interrogation of genomic regions for copy 

number and single nucleotide polymorphism (SNP) variants for chromosomal abnormalities
1

81240 F2 (prothrombin, coagulation factor II) (eg, herEditary hypercoagulability) gene analysis, 20210G>A variant 1

81241 F5 (coagulation factor V) (eg, herEditary hypercoagulability) gene analysis, Leiden variant 1

81242
FANCC (Fanconi anemia, complementation group C) (eg, Fanconi anemia, type C) gene analysis, common 

variant (eg, IVS4+4A>T)
 1*

81243
FMR1 (fragile X mental retardation 1) (eg, fragile X mental retardation) gene analysis; evaluation to detect 

abnormal (eg, expanded) alleles
1*
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81244
FMR1 (Fragile X mental retardation 1) (eg, fragile X mental retardation) gene analysis; characterization of 

alleles (eg, expanded size and methylation status)
1*

81250
G6PC (glucose-6-phosphatase, catalytic subunit) (eg, Glycogen storage disease, type 1a, von Gierke 

disease) gene analysis, common variants (eg, R83C, Q347X)
 1*

81251
GBA (glucosidase, beta, acid) (eg, Gaucher disease) gene analysis, common variants (eg, N370S, 84GG, 

L444P, IVS2+1G>A)
 1*

81252
GJB2 (gap junction protein, beta 2, 26kDa, connexin 26) (eg, nonsyndromic hearing loss) gene analysis; full 

gene sequence
1

81253
GJB2 (gap junction protein, beta 2, 26kDa, connexin 26) (eg, nonsyndromic hearing loss) gene analysis; 

known familial variants
 1*

81254
GJB6 (gap junction protein, beta 6, 30kDa, connexin 30) (eg, nonsyndromic hearing loss) gene analysis, 

common variants (eg, 309kb [del(GJB6-D13S1830)] and 232kb [del(GJB6-D13S1854)])
 1*

81255
HEXA (hexosaminidase A [alpha polypeptide]) (eg, Tay-Sachs disease) gene analysis, common variants 

(eg, 1278insTATC, 1421+1G>C, G269S)
 1*

81256
HFE (hemochromatosis) (eg, hereditary hemochromatosis) gene analysis, common variants (eg, C282Y, 

H63D)
1

81257

HBA1/HBA2 (alpha globin 1 and alpha globin 2) (eg, alpha thalassemia, Hb Bart hydrops fetalis syndrome, 

HbH disease), gene analysis, for common deletions or variant (eg, Southeast Asian, Thai, Filipino, 

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

 1*

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)
 1*

81290
MCOLN1 (mucolipin 1) (eg, Mucolipidosis, type IV) gene analysis, common variants (eg, IVS3-2A>G, 

del6.4kb)
 1*

81292
MLH1 (mutL homolog 1, colon cancer, nonpolyposis type 2) (eg, hereditary non-polyposis colorectal cancer, 

Lynch syndrome) gene analysis; full sequence analysis
1

81293
MLH1 (mutL homolog 1, colon cancer, nonpolyposis type 2) (eg, hereditary non-polyposis colorectal cancer, 

Lynch syndrome) gene analysis; known familial variants
1

81294
MLH1 (mutL homolog 1, colon cancer, nonpolyposis type 2) (eg, hereditary non-polyposis colorectal cancer, 

Lynch syndrome) gene analysis; duplication/deletion variants
1

81295
MSH2 (mutS homolog 2, colon cancer, nonpolyposis type 1) (eg, hereditary non-polyposis colorectal cancer, 

Lynch syndrome) gene analysis; full sequence analysis
1

81296
MSH2 (mutS homolog 2, colon cancer, nonpolyposis type 1) (eg, hereditary non-polyposis colorectal cancer, 

Lynch syndrome) gene analysis; known familial variants
1

81297
MSH2 (mutS homolog 2, colon cancer, nonpolyposis type 1) (eg, hereditary non-polyposis colorectal cancer, 

Lynch syndrome) gene analysis; duplication/deletion variants
1

81298
MSH6 (mutS homolog 6 [E. coli]) (eg, hereditary non-polyposis colorectal cancer, Lynch syndrome) gene 

analysis; full sequence analysis
1

81299
MSH6 (mutS homolog 6 [E. coli]) (eg, hereditary non-polyposis colorectal cancer, Lynch syndrome) gene 

analysis; known familial variants
1

81300
MSH6 (mutS homolog 6 [E. coli]) (eg, hereditary non-polyposis colorectal cancer, Lynch syndrome) gene 

analysis; duplication/deletion variants
1

81302 MECP2 (methyl CpG binding protein 2) (eg, Rett syndrome) gene analysis; full sequence analysis 1

81303 MECP2 (methyl CpG binding protein 2) (eg, Rett syndrome) gene analysis; known familial variant   1*

81304 MECP2 (methyl CpG binding protein 2) (eg, Rett syndrome) gene analysis; duplication/deletion variants 1

81317
PMS2 (postmeiotic segregation increased 2 [S. cerevisiae]) (eg, herEditary non-polyposis colorectal cancer, 

Lynch syndrome) gene analysis; full sequence analysis
1

81318
PMS2 (postmeiotic segregation increased 2 [S. cerevisiae]) (eg, herEditary non-polyposis colorectal cancer, 

Lynch syndrome) gene analysis; known familial variants
1

81319
PMS2 (postmeiotic segregation increased 2 [S. cerevisiae]) (eg, herEditary non-polyposis colorectal cancer, 

Lynch syndrome) gene analysis; duplication/deletion variants
1

81321
PTEN (phosphatase and tensin homolog) (eg, Cowden syndrome, PTEN hamartoma tumor syndrome) gene 

analysis; full sequence analysis
1

81322
PTEN (phosphatase and tensin homolog) (eg, Cowden syndrome, PTEN hamartoma tumor syndrome) gene 

analysis; known familial variant
1

81323
PTEN (phosphatase and tensin homolog) (eg, Cowden syndrome, PTEN hamartoma tumor syndrome) gene 

analysis; duplication/deletion variant
1
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81324
PMP22 (peripheral myelin protein 22) (eg, Charcot-Marie-Tooth, herEditary neuropathy with liability to 

pressure palsies) gene analysis; duplication/deletion analysis
1

81325
PMP22 (peripheral myelin protein 22) (eg, Charcot-Marie-Tooth, herEditary neuropathy with liability to 

pressure palsies) gene analysis; full sequence analysis
1

81326
PMP22 (peripheral myelin protein 22) (eg, Charcot-Marie-Tooth, herEditary neuropathy with liability to 

pressure palsies) gene analysis; known familial variant
1

81330
SMPD1(sphingomyelin phosphodiesterase 1, acid lysosomal) (eg, Niemann-Pick disease, Type A) gene 

analysis, common variants (eg, R496L, L302P, fsP330)
  1*

81331
SNRPN/UBE3A (small nuclear ribonucleoprotein polypeptide N and ubiquitin protein ligase E3A) (eg, Prader-

Willi syndrome and/or Angelman syndrome), methylation analysis
  1*

81410

Aortic dysfunction or dilation (eg, Marfan syndrome, Loeys Dietz syndrome, Ehler Danlos syndrome type IV, 

arterial tortuosity syndrome); genomic sequence analysis panel, must include sequencing of at least 9 

genes, including FBN1, TGFBR1, TGFBR2, COL3A1, 

1

81411

Aortic dysfunction or dilation (eg, Marfan syndrome, Loeys Dietz syndrome, Ehler Danlos syndrome type IV, 

arterial tortuosity syndrome); duplication/deletion analysis panel, must include analyses for TGFBR1, 

TGFBR2, MYH11, and COL3A1

1

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, 

1

81413

Cardiac ion channelopathies (eg. Brugada syndrome, long QT syndrome, short QT syndrome, 

catecholaminergic polymorphic ventricular tachycardia); genomic sequence analysis panel, must include 

sequencing of at least 10 genes, including ANK2, CASQ2, CAV3, KCNE1, KCNE2, KCNH2, KCNJ2, 

KCNQ1, RYR2, and SCN5A

1

81414

Cardiac ion channelopathies (eg. Brugada syndrome, long QT syndrome, short QT syndrome, 

catecholaminergic polymorphic ventricular tachycardia); duplication/deletion gene analysis panel, must 

include analysis of at least 2 genes, including KCNH2 and KCNQ1

1

81430

Hearing loss (eg, nonsyndromic hearing loss, Usher syndrome, Pendred syndrome); genomic sequence 

analysis panel, must include sequencing of at least 60 genes, including CDH23, CLRN1, GJB2, GPR98, 

MTRNR1, MYO7A, MYO15A, PCDH15, OTOF, SLC26A4, TMC1, TMPRSS3

1

81431

Hearing loss (eg, nonsyndromic hearing loss, Usher syndrome, Pendred syndrome); duplication/deletion 

analysis panel, must include copy number analyses for STRC and DFNB1 deletions in GJB2 and GJB6 

genes

1

81432

Hereditary breast cancer-related disorders (eg, herEditary breast cancer, herEditary ovarian cancer, 

herEditary endometrial cancer); genomic sequence analysis panel, must include sequencing of at least 14 

genes, including ATM, BRCA1, BRCA2, BRIP1, CDH1, M

1

81433

Hereditary breast cancer-related disorders (eg, herEditary breast cancer, herEditary ovarian cancer, 

herEditary endometrial cancer); duplication/deletion analysis panel, must include analyses for BRCA1, 

BRCA2, MLH1, MSH2, and STK11

1

81434

Hereditary retinal disorders (eg, retinitis pigmentosa, Leber congenital amaurosis, cone-rod dystrophy), 

genomic sequence analysis panel, must include sequencing of at least 15 genes, including ABCA4, 

CNGA1, CRB1, EYS, PDE6A, PDE6B, PRPF31, PRPH2, RDH12, 

1

81435

Hereditary colon cancer disorders (eg, Lynch syndrome, PTEN hamartoma syndrome, Cowden syndrome, 

familial adenomatosis polyposis); genomic sequence analysis panel, must include sequencing of at least 10 

genes, including APC, BMPR1A, CDH1, MLH1, MSH2, MSH6

1

81436

Hereditary colon cancer disorders (eg, Lynch syndrome, PTEN hamartoma syndrome, Cowden syndrome, 

familial adenomatosis polyposis); duplication/deletion analysis panel, must include analysis of at least 5 

genes, including MLH1, MSH2, EPCAM, SMAD4, and STK1

1

81437

Hereditary neuroendocrine tumor disorders (eg, medullary thyroid carcinoma, parathyroid carcinoma, 

malignant pheochromocytoma or paraganglioma); genomic sequence analysis panel, must include 

sequencing of at least 6 genes, including MAX, SDHB, SDHC, SDHD,

1

81438

Hereditary neuroendocrine tumor disorders (eg, medullary thyroid carcinoma, parathyroid carcinoma, 

malignant pheochromocytoma or paraganglioma); duplication/deletion analysis panel, must include 

analyses for SDHB, SDHC, SDHD, and VHL

1

81439

Inherited cardiomyopathy (eg, hypertrophic cardiomyopathy, dilated cardiomyopathy, arrhythmogenic right 

ventricular cardiomyopathy) genomic sequence analysis panel, must include sequencing of at least 5 genes 

including DSG2, MYBPC3, MYH7, PKP2, and TTN

1
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81440

Nuclear encoded mitochondrial genes (eg, neurologic or myopathic phenotypes), genomic sequence panel, 

must include analysis of at least 100 genes, including BCS1L, C10orf2, COQ2, COX10, DGUOK, MPV17, 

OPA1, PDSS2, POLG, POLG2, RRM2B, SCO1, SCO2, SLC25A4, S

1

81442

Noonan spectrum disorders (eg, Noonan syndrome, cardio-facio-cutaneous syndrome, Costello syndrome, 

LEOPARD syndrome, Noonan-like syndrome), genomic sequence analysis panel, must include sequencing 

of at least 12 genes, including BRAF, CBL, HRAS, KRAS, MA

1

81460

Whole mitochondrial genome (eg, Leigh syndrome, mitochondrial encephalomyopathy, lactic acidosis, and 

stroke-like episodes [MELAS], myoclonic epilepsy with ragged-red fibers [MERFF], neuropathy, ataxia, and 

retinitis pigmentosa [NARP], Leber herEditary op

1

81465
Whole mitochondrial genome large deletion analysis panel (eg, Kearns-Sayre syndrome, chronic 

progressive external ophthalmoplegia), including heteroplasmy detection, if performed
1

81470

X-linked intellectual disability (XLID) (eg, syndromic and non-syndromic XLID); genomic sequence analysis 

panel, must include sequencing of at least 60 genes, including ARX, ATRX, CDKL5, FGD1, FMR1, HUWE1, 

IL1RAPL, KDM5C, L1CAM, MECP2, MED12, MID1, OCRL, 

1

81471

X-linked intellectual disability (XLID) (eg, syndromic and non-syndromic XLID); duplication/deletion gene 

analysis, must include analysis of at least 60 genes, including ARX, ATRX, CDKL5, FGD1, FMR1, HUWE1, 

IL1RAPL, KDM5C, L1CAM, MECP2, MED12, MID1, OCRL,

1

S3840
Dna analysis for germline mutations of the ret proto-oncogene for susceptibility to multiple endocrine 

neoplasia type 2
1

S3841 Genetic testing for retinoblastoma 1

S3842 Genetic testing for von hippel-lindau disease 1

S3844 Dna analysis of the connexin 26 gene (gjb2) for susceptibility to congenital, profound deafness 1

S3845 Genetic testing for alpha-thalassemia 1

S3846 Genetic testing for hemoglobin e beta-thalassemia 1

S3849 Genetic testing for niemann-pick disease 1

S3850 Genetic testing for sickle cell anemia 1

S3853 Genetic testing for myotonic muscular dystrophy 1

S3865 Comprehensive gene sequence analysis for hypertrophic cardiomyopathy 1

S3866
Genetic analysis for a specific gene mutation for hypertrophic cardiomyopathy (hcm) in an individual with a 

known hcm mutation in the family
1

S3870
Comparative genomic hybridization (cgh) microarray testing for developmental delay, autism spectrum 

disorder and/or intellectual disability
1

* Additional units with appropriate diagnosis codes

 


