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DITRA

Diffuse palmoplantar keratoderma with painful fissures
Dowling-Degos disease
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Epidermolysis bullosa simplex with mottled pigmentation
Epidermolytic palmoplantar keratoderma
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Localized epidermolysis bullosa simplex
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MEDNIK syndrome

MEND syndrome

Menkes disease

Monilethrix

Multiple sulfatase deficiency

Mutilating palmoplantar keratoderma with periorificial keratotic plaques
Neonatal ichthyosis-sclerosing cholangitis syndrome

Neonatal inflammatory skin and bowel disease

Netherton syndrome

Neutral lipid storage disease with ichthyosis

Nodular urticaria pigmentosa

Omenn syndrome

Pachyonychia congenita

Palmoplantar keratoderma-deafness syndrome

Palmoplantar keratoderma-hereditary motor and sensory neuropathy syndrome
Peeling skin syndrome type A

Peeling skin syndrome type B

Pityriasis rubra pilaris

Plaqgue-form urticaria pigmentosa

Progressive symmetric erythrokeratodermia

Propionic acidemia

Pustulosis palmaris et plantaris

Pyruvate dehydrogenase E3 deficiency

Recessive X-linked ichthyosis

Refsum disease

Rhizomelic chondrodysplasia punctata type 1

Self-improving collodion baby

Severe combined immunodeficiency due to DCLRE1C deficiency
Severe combined immunodeficiency due to complete RAG1/2 deficiency
Severe dermatitis-multiple allergies-metabolic wasting syndrome
Sjogren-Larsson syndrome

Striate palmoplantar keratoderma

Superficial epidermolytic ichthyosis
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e Syndromic recessive X-linked ichthyosis

e Thiamine-responsive maple syrup urine disease

e Trichothiodystrophy

e Typical urticaria pigmentosa

e Vitamin B12-unresponsive methylmalonic acidemia type mut-
e Vitamin B12-unresponsive methylmalonic acidemia type mutO
e X-linked dominant chondrodysplasia punctata

e Xeroderma pigmentosum-Cockayne syndrome complex

Related Laboratories

e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

e ATP binding cassette subfamily A member 12

e abhydrolase domain containing 5, lysophosphatidic acid acyltransferase
o ADAM metallopeptidase domain 17

¢ aldehyde dehydrogenase 3 family member A2

e arachidonate 12-lipoxygenase, 12R type

e arachidonate lipoxygenase 3

e adaptor related protein complex 1 subunit beta 1

e adaptor related protein complex 1 subunit sigma 1

e aspartic peptidase retroviral like 1

e argininosuccinate synthase 1

e ATPase copper transporting alpha

e branched chain keto acid dehydrogenase E1 subunit alpha
e branched chain keto acid dehydrogenase E1 subunit beta
e biotinidase

e Bruton tyrosine kinase
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calpain 12
caspase recruitment domain family member 14
caspase 14

calpastatin
corneodesmosin

ceramide synthase 3
carbohydrate sulfotransferase 8
claudin 1

carbamoyl-phosphate synthase 1

cystatin A

cathepsin B
cytochrome P450 family 4 subfamily F member 22

dihydrolipoamide branched chain transacylase E2
DNA cross-link repair 1C

dihydrolipoamide dehydrogenase

desmoglein 1

EBP cholestenol delta-isomerase

ELOVL fatty acid elongase 1

ELOVL fatty acid elongase 4

ERCC excision repair 2, TFIIH core complex helicase subunit
ERCC excision repair 3, TFIIH core complex helicase subunit
filaggrin

filaggrin 2

glucosylceramidase beta 1

gap junction protein alpha 1

gap junction protein beta 2

gap junction protein beta 3

gap junction protein beta 4

gap junction protein beta 6

general transcription factor IIE subunit 2

general transcription factor IIH subunit 5
holocarboxylase synthetase

interleukin 36 receptor antagonist
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3-ketodihydrosphingosine reductase

KIT proto-oncogene, receptor tyrosine kinase
keratin 1

keratin 10

keratin 14

keratin 16

keratin 2

keratin 5

keratin 6C

keratin 83

keratin 9

lipase family member N

loricrin cornified envelope precursor protein
membrane bound transcription factor peptidase, site 2
methylmalonyl-CoA mutase

M-phase specific PLK1 interacting protein
NIPA like domain containing 4

NAD(P) dependent steroid dehydrogenase-like
propionyl-CoA carboxylase subunit alpha
propionyl-CoA carboxylase subunit beta

p53 apoptosis effector related to PMP22
peroxisomal biogenesis factor 7
phytanoyl-CoA 2-hydroxylase
phosphatidylinositol glycan anchor biosynthesis class L
patatin like phospholipase domain containing 1
proteasome maturation protein

recombination activating 1

recombination activating 2

ring finger protein 113A

short chain dehydrogenase/reductase family 9C member 7
serpin family B member 7

serpin family B member 8
sphingosine-1-phosphate lyase 1
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e solute carrier family 25 member 13

e solute carrier family 27 member 4

e solute carrier family 30 member 2

e solute carrier family 39 member 4

e synaptosome associated protein 29

e serine peptidase inhibitor Kazal type 5

e sterol regulatory element binding transcription factor 1

e ST14 transmembrane serine protease matriptase

e steroid sulfatase

e sulfotransferase family 2B member 1

¢ sulfatase modifying factor 1

e T-box transcription factor 1

e transglutaminase 1

e transglutaminase 5

¢ transient receptor potential cation channel subfamily M member 4
e VVPS33B interacting protein, apical-basolateral polarity regulator, spe-39 homolog
e VPS33B late endosome and lysosome associated

Related Gene Panels

¢ |chthyosis and erythroderma (98 genes) - KUL

Source URL: http://gentest.healthdata.be/genetic_test/100
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