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DISEASE:
Congenital ichthyosiform erythroderma

NAME: Congenital ichthyosiform erythroderma

DESCRIPTION:
A rare autosomal recessive congenital ichthyosis (ARCI) characterized by generalised scaling accompanied 
by a more or less severe erythroderma, without blister formation.

ORPHACODE: 79394

SYNONYMS:
CIE
Erythrodermic ichthyosis
Non-bullous congenital ichthyosiform erythroderma

XREF(S):

Orphanet
OMIM
OMIM
OMIM
OMIM
OMIM
OMIM
ICD-10

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=79394
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=79394
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=79394
https://www.omim.org/entry/242100
https://www.omim.org/entry/242100
https://www.omim.org/entry/242100
https://www.omim.org/entry/606545
https://www.omim.org/entry/606545
https://www.omim.org/entry/606545
https://www.omim.org/entry/612281
https://www.omim.org/entry/612281
https://www.omim.org/entry/612281
https://www.omim.org/entry/615022
https://www.omim.org/entry/615022
https://www.omim.org/entry/615022
https://www.omim.org/entry/615023
https://www.omim.org/entry/615023
https://www.omim.org/entry/615023
https://www.omim.org/entry/615024
https://www.omim.org/entry/615024
https://www.omim.org/entry/615024
https://icd.who.int/browse10/2016/en#/Q80.2
https://icd.who.int/browse10/2016/en#/Q80.2
https://icd.who.int/browse10/2016/en#/Q80.2


ANALYTE(S):

ABCA12
ALOX12B
ALOXE3
TGM1
NIPAL4
PNPLA1
CERS3
SULT2B1
SDR9C7
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RELATED CONTENT

Related Genetic Tests 

Ichthyosis (gene panel)

Related Laboratories 

Centrum Menselijke Erfelijkheid - KUL

Related Analytes 

ATP binding cassette subfamily A member 12
arachidonate 12-lipoxygenase, 12R type
arachidonate lipoxygenase 3
ceramide synthase 3
NIPA like domain containing 4
patatin like phospholipase domain containing 1
short chain dehydrogenase/reductase family 9C member 7
sulfotransferase family 2B member 1
transglutaminase 1

Related Gene Panels 

Ichthyosis and erythroderma (98 genes) - KUL
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