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DISEASE:
1p36 deletion syndrome

NAME: 1p36 deletion syndrome

DESCRIPTION:
A rare chromosomal anomaly characterized by distinctive facial dysmorphic features, hypotonia, 
developmental delay, intellectual disability, seizures, heart defects, poor/absent speech, and prenatal onset 
growth deficiency.

ORPHACODE: 1606

SYNONYMS:

Del(1)(p36)
Deletion 1p36
Deletion 1pter
Monosomy 1p36
Monosomy 1pter
Subtelomeric 1p36 deletion

XREF(S):

Orphanet
ICD-10
OMIM
OMIM

https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=1606
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=1606
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=1606
https://icd.who.int/browse10/2016/en#/Q93.5
https://icd.who.int/browse10/2016/en#/Q93.5
https://icd.who.int/browse10/2016/en#/Q93.5
https://www.omim.org/entry/616975
https://www.omim.org/entry/616975
https://www.omim.org/entry/616975
https://www.omim.org/entry/607872
https://www.omim.org/entry/607872
https://www.omim.org/entry/607872


ANALYTE(S):

RERE
PRKCZ
UBE4B
MMP23B
GABRD
SKI
KCNAB2
PRDM16
CASZ1
SPEN
PDPN
LUZP1
HSPG2
SPEN
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RELATED CONTENT

Related Analytes 

castor zinc finger 1
gamma-aminobutyric acid type A receptor subunit delta
heparan sulfate proteoglycan 2
potassium voltage-gated channel subfamily A regulatory beta subunit 2
leucine zipper protein 1
matrix metallopeptidase 23B
podoplanin
PR/SET domain 16
protein kinase C zeta
arginine-glutamic acid dipeptide repeats
SKI proto-oncogene
spen family transcriptional repressor
ubiquitination factor E4B
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