Molecular Diagnostics Laboratory
1600 Rockland Road, Wilmington, DE 19803
p: 302-651-6775 e: MDL@nemours.org
CLIA # 08D0706140

2023 PriceKnown

2023 CPTKnown Sample Requirements:

Sbze CPteee NZERTE Familial Variant Familial Variant ~ Whole Blood r EDTA tube

Acrodysostosisl (PRKARJLA 81479 $900 81479 $225 2ml r 4ml
AllanrHerndonDudleySLC16AP 81405 $800 81479 $225 2ml r 4ml
APOL1 GenotypingPOL) 81479 $225 81479 $225 2ml r 4ml
Autosomal DominantLeukodystrophf MNB1) del/dup 81479 $350 81479 $350 2ml r 4ml
Autosomal DominantLeukodystrophf MNB1) upstream del 81479 $450 81479 $350 2ml r 4ml
Autosomal dominanttorsiondystoniatype 4; DYT4TUBB4A 81479 $225 81479 $225 oml t 4mi
Barth SyndromeTA2) 81406 $650 81479 $225 2ml r 4ml
Benign HereditarfChorea NKX2.) 81479 $600 81479 $225 2ml r 4ml
CalciumHomeostasi®isordersCASR 81405 $950 81479 $225 2ml r 4ml
CFCSyndromeBRAR 81479 $600 81479 $225 2ml r 4ml
CFCSyndromeMAP2K1;MAP2KY? 81479 x 2 $525 81479 $225 2ml r 4ml
CFCSyndrome/ NoonaByndrome KRAS 81405 $425 81479 $225 2ml r 4ml
CongenitalNongoitrousHypothyroidismPAX9 81479 $1,025 81479 $225 2ml r 4ml
Costello Syndrome (ex2/3H)RAS 81403 $225 81479 $225 2ml r 4ml
Costello Syndrome (fullHRAS 81404 $500 81479 $225 2ml r 4ml
Deafness & Myopi@yndromeS{LITRKS 81479 $600 81479 $225 2ml r 4ml
DFNB59 Related NonsyndromizeafnessDENB59) 81405 $600 81479 $225 2ml r 4ml
Duchenne/BeckeMuscularDystrophyDMD) 81161 $525 2ml r 4ml
EmeryrDreifussMuscularDystrophy EMD) 81405 $500 81479 $225 2ml r 4ml
EscobarSyndromeCHRNG 81479 $700 81479 $225 2ml r 4ml
Familial Hypercholestrolemia Tier 1 (comnmrationsLDLR, 81401| 81406

APOB,PCSK9 81479 $370 81479 $225 2ml r 4ml
Familial Hypercholestrolemia Tier 2 (additien@nsLDLR, APOB, 81401| 81405

PCSK9& >élil/olup selectdDLR. PCS(K9 exons) 81406 £|31479x3 $1.050 81479 $225 aml T 4ml
Familial Hypercholestrolemia fskquencinganddel/dup (LDLR, 81401| 81405

APOB,PCSKP 81406 x2 | 81479 $1,420 81479 $225 2ml r 4ml
Familial IsolatedHypoparathyroidisnGCM2 81479 $500 81479 $225 2ml r 4ml
Fatal Infantile Cardioencephalomyopathy§CO2 81404 $225 81479 $225 2ml r 4ml
Feingold Syndrome MYCN 81479 $550 81479 $225 2ml r 4ml
Feingold Syndrome MIR17HG 81479 $300 81479 $225 2ml r 4ml
GJB2related disorders 81252 $300 81253 $225 2ml r 4ml
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GJB6 related disorders del + seq 81254 $300 81479 $225 2ml r 4ml
Glycogen Storage disease Typ¥®&M exand 5 only 81401 $250 81479 $225 2ml r 4ml
Glycogen Storage disease Typ&rGM seq 81406 $750 81479 $225 2ml r 4ml
Hypomyelinationand CongenitalCataract HLD5FAM126A 81479 $1,180 81479 $225 oml r 4ml
Hypomyelinatingleukodystrophyw/ atrophy of basal

ganglia,cerebellum ; H rABILD6TUBB4A 81479 $500 81479 $225 2ml r 4ml
HypomyelinatingLeukodystroph® RAR$ 81479 $900 81479 $225 2ml r 4ml
HypomyelinatingLeukodystrophyl1 FOLR1L 81479 $350 81479 $225 2ml r 4ml
Infantile Hypercalcemi@TYP24Altier 1) 81479 $350 81479 $225 2ml r 4ml
Infantile HypercalcemidCYP24Altier 2) 81479 $450 81479 $225 2ml r 4ml
Infantile HypercalcemidCYP24A1full) 81479 $800 81479 $225 2ml r 4ml
Leukoencephalopathyv/ Brainstem & Spit@brdinvolvement

(LBSL)YDARS2tier 1) 81479 $300 81479 $225 2ml r 4ml
Leukoencephalopathyv/ Brainstem & Spit@bdrdinvolvement

(LBSLYDARS?2tier 2) 81479 $725 81479 $225 2ml r 4ml
Leukoencephalopathyv/ Brainstem & Spit@brdinvolvement

(LBSLYDARS2full genesequencing) 81479 $1,025 81479 $225 2ml r 4ml
LIG4 Related DisordetdG4) 81479 $350 81479 $225 2ml r 4ml
MegalencephalicLeukoencephalopathw/ SubcortystsMLCI) 81479 $750 81479 $225 oml t aml
MegalencephalicLeukoencephalopathy/ Subcortysts

(HEPACAM 81479 $600 81479 $225 2ml r 4ml
Meier rGorlinSyndrome DRC) 81479 $925 81479 $225 2ml r 4ml
Meier rGorlinSyndrome DRCJ 81479 $775 81479 $225 2ml r 4ml
Meier rGorlinSyndrome ®RC6 81479 $500 81479 $225 2ml r 4ml
Meier rGorlinSyndrome €HTY) 81479 $550 81479 $225 2ml r 4ml
Meier rGorlinSyndrome E£DCH 81479 $725 81479 $225 2ml r 4ml
?_/IreRtgt\r/(;plc Dysplasi#Brachyomia/Spondylometaphysealysplasip 81479 $1.450 81479 $225 oml t aml
Microcephalic Osteodysplasti®rimordialDwarfism type |

. ApT hie VeI lx 81479 $225 81479 $225 2ml r 4ml
Microcephalic Osteodysplasti€rimordialDwarfism type HQNT2 81479 $2,200 81479 $225 oml t 4aml
Noonan SyndromePTPN1) 81406 $1,400 81479 $225 2ml r 4ml
Noonan SyndromeSQS) 81406 $1,500 81479 $225 2ml r 4ml
Noonan SyndromeRAF) 81404 $250 81479 $225 2ml r 4ml
Noonan SyndromeKRAS 81405 $425 81479 $225 2ml r 4ml
Noonan SyndromeSHOC? 81400 $225 81479 $225 2ml r 4ml
Noonan Syndrome (BRAF) 81406 $600 81479 $225 2ml r 4ml
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Noonan SyndromeMAP2K1)

Pelizaeus rMerzbach®iseaseéP(P1Deletion/Duplicatioh
PMD & Spastitaraplegia 2 SequendiigPl seq)
Pelizaeus rMerzbacherike Diseas8J(C2
Pendred Syndrome & DFNBUC26AN

POL Il leukodystrophi@OLR3A

POL Il leukodystrophi@OLR3B

Renal Hypouricemi@ype SIC22A1p

Renal Hypouricemi@ype BSI(C2A9 sequencing
Renal Hypouricemi@ype BSI(C2A9 dosape
Rett Syndrome MECP2seq)

Rett SyndromeMECP2 deletion/duplication)
SmithrMcCort dysplasiSMCRAB33B

Spinal MuscularAtrophy SMN exon 7 deletion)
Spinal MuscularAtrophy $MN1/SMN2 dosage)
Spinal MuscularAtrophy $MN sequencing)

SMA w/ Respiratory Distress; SMARBMEP2
SpondyloocularSyndrome; SGSYLT?2)

TARP SyndromeBM10

Timothy Syndrome QACNA1Gxons 8, 8a 9nly
TRPV4Related Neuropathi€BRPV4full seq)
TRPV4Related Neuropathi€ERPV4onlyexons 3, 5 a6yl
TRPV4 Related Skeletal DyspléERBVY

DNA Extractionand Banking DNgkly (no testing)

updated January 2023
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