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Turnaround times mutational scanning and prices

Adrenal hypoplasia, congenital
Adrenal Hypoplasia Congenital

OMIM: # 300200

Gene Method
NROB1 Sequence analysis of the entire coding region (exon 1 to 2) including
(DAX1) intron/exon junctions

Procedure:

Sequence analysis of the NROB1 gene (DAX1).

Detection ratio:
~33% % (8/24)

Gene Gene Locus Inheritance OMIM Reference sequence
product number

X-linked NM_000475.4;
NROB1 | baxl Xp212 | o cessive 300473 NT_011757.12



https://www.lumc.nl/org/klinische-genetica/patientenzorg/aanvragen-laboratoriumdiagnostiek/patientenmateriaal-insturen/
https://www.lumc.nl/siteassets/over-het-lumc/afdelingen/klinische-genetica/bestanden/version-march-2025.pdf

Cystinuria
Cystinuria

OMIM: # 220100

Gene Method
SLC3A1 Sequence analysis of the entire coding region (exon 1 to 10) including
intron/exon junctions
SLC7A9 Sequence analysis of the entire coding region (exon 2 to 13) including
intron/exon junctions
Procedure:

Sequence analysis of the genes SLC3A1 en SLC7A9

Gene Gene Locus Inheritance OMIM Reference sequence
product number
Autosomal
sLc3a1 SLC3AL- 01 dominantand 0, cqy NM_00341.3
protein autosomal
recessive
Autosomal
SLC7A9- dominant and NM_001126335.1 /
SLL7A9 protein 19q13.11 autosomal 604144 NC_000019.9

recessive




