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1.Dysmorphic syndrome 4.lmmune deficiency

Costello syndrome (HRAS) 11909, 1774 X-linked agammaglobulinemia (B7K)
Townes-Brock syndrome (SALL7) 11908, 11774 Wiskott-Aldrich syndrome (UWAS)
2.Hearing loss 5.Renal disease

11909, 11911, 11776
O 11911, 11774, 11775

Connexin 26 (GJB2) [ 11908, 11774 Nephrogenic DI (AVPR2, XR) O 11909, 11774

mtA1555G and mtC1494T 0 11907 Nephrogenic DI (AQPZ, AD) 11909, 11774

Pendred syndrome (SLC26A4 ) 011909, 11911, 11776 Lowe syndrome (OCRL)

Wasrdenburg syndrom type |, 1 (X0 10,175
Waardenburg syndrome type IIE, IVC (SOX70 ) 0 11909, 11774 | Achondroplasia (FGFR3) 0 11907, 11773

Campomelic dysplasia (S0X9) O 11908, 11774
Thanatophoric dysplasia (FGFR3) 11907, 11773
7.Cardio/Respiratory

Waardenburg syndrome type IIA (M/TF)
3.Inborn error of metabolism
Maple Syrup Urine disease (MSUD)

O 11910, 11775

BCKDHA —gene sequencing O 11910, 11775 Congenital central hypoventilation syndrome (PHOX2B)

BCKDHB —gene sequencing & Exon 1 deletion O 11907, 11910, 11773, 11775 Stepl: PHOXZB expansion O 1910

BCKDHB —Exon 1 deletion 11908 Step2: PHOXZB gene sequencing [ 11908, 11774

DBT —gene sequencing O 11907, 11910, 11773, 11776 Pulmonary hypertension (BMPRZ) [J 11908, 11910, 11774, 11775
Biotinidase deficiency (570) 0 11909, 11774 Cystic fibrosis (CFTR) 0 11912, 11775
Amino acidopathies 8

Phynylketonuria (PAH) 11909, 1774 Incontinentia pigmenti (NEMO) (/ABKG)

BH4 deficiency—PTS sequencing J 11907, 11909, 11773, 11776 Stepl: /KBXG common mutation (exon4-10 deletion; 11.7 kb) O 1908

Tyrosinemia type | (FAH) O 11911, 11774, 11775 Step2: /KBXG gene sequencing 11907, 11775
Urea cycle defects Oculocutaneous albinism type Il (OCAZ) 0 11910, 11911, 11776

Citrullinemia type | (4SS7) O 11907, 11911, 11773, 11774, 11775 9 ellaneo

Ornithine transcarbamylase deficiency (07C) 11910, 11775 Alexander disease ( GFAP) 11909, 11774
Fatty acid oxidation & Carnitine metabolism | Rett syndrome (MECPZ) 11909, 11774

Primary carnitine deficiency (SLC22A5) 011910, 11775 10.Prenatal diagnosis

Very long-chain acyl-CoA dehydrogenase def. (ACADVL) 0 11910, 11775, 11776 Prenatal diagnosis 1 variant O 11907, 11773

Carnitine palmitoyltransferase Il deficiency (CP72) O 1909, 11774 I Prenatal diagnosis 2 variants [ 11908, 11774
Lysosomal storage disase 11.Custom Diagnostic

Gaucher disease (GBA) O 11908, 11775 DNA extraction O 1913

Pompe disease (GAA) O 11909, 11911, 11776 RNA extraction [ il

Fabry disease (GLA) 11910, 11775 PCR 1 fragment O 11907

Hurler syndrome (MPS 1) (/DUA) 0 1191, 11774, 1775 PCR 3 fragments 0 11908

Hunter syndrome (MPS Il) (/DS) 11910, 11775 PCR 5 fragments 0 11909

Sanfillippo syndrome type C (MPS I11C) (HGSNAT ) 7 11908, 11911, 11776 PCR 10 fragments 0 11910

Morquio disease (MPS IVA) (GLANS) 0 1191, 11774, 1775 PCR 15 fragments onm

Tay-Sachs disease (HEXA ) O 191, 11774, 1775 PCR 30 fragments O 11912

Sandhoff disease (HEXB) O 19N, 11774, 775 Sequencing with dye 1 Rxn O 1773

Metochromatic Leukodystrophy (ARSA) O 11910, 11775 Sequencing with dye 5 Rxn O 1774
Others Sequencing with dye 10 Rxn O 11775

MELAS (mtA3243G, mtT3271C) 11907, 11773 Sequencing with dye 30 Rxn O 1776

Menkes disease (ATP7A) O 11910, 11911, 11776 ole ome Seque g

Wilson disease (ATP7B) 0 11910, 11911, 11776 Single 0 =

X-link adrenoleukodystrophy (ABCDI') O 11910, 11775 Trio 0 =

Citrin deficiency/ Citrullinemia type | (SLC25A413) )

SLC25A13 common mutations (3 kb insertion & 4 bp deletion) [ 11908, 11774 wrnyanfAndeeinisilagnsanoudaiedansaor

SLC25413 complete study (gene sequencing & 3 kb insertion) O 11908 11911, 11776
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11773 37616 1,000 1,200 1,000 1,200
11774 37617 3,000 3,500 3,000 3,500
11775 37618 5,000 5,700 5,000 5,700
11776 37619 15,000 16,700 15,000 16,700
11907 37610 750 900 600 900

11908 37611 1,200 1,400 1,200 1,400
11909 37612 2,000 2,400 2,000 2,400
11910 37613 3,000 3,500 3,000 3,500
11911 37614 4,000 4,600 4,000 4,600
11912 37615 8,500 9,500 8,000 9,500
11913 - 1,000 1,200 - 1,200
11781 - 19,000 23,000 - 23,000
11662 - 34,900 40,600 - 40,600
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