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DISEASE:
Shwachman-Diamond syndrome
NAME: Shwachman-Diamond syndrome
Shwachman-Diamond syndrome (SDS) is a rare multisystemic syndrome characterized by chronic and
. usually mild neutropenia, pancreatic exocrine insufficiency associated with steatorrhea and growth failure,
DESCRIPTION: o . : : :
skeletal dysplasia with short stature, and an increased risk of bone marrow aplasia or leukemic
transformation.
ORPHACODE: 811
Pancreatic insufficiency and bone marrow dysfunction
) SDS
SYNONYMS: Shwachman syndrome
Shwachman-Bodian-Diamond syndrome
Orphanet
MedDRA
XREF(S): ICD-10
OMIM
OMIM



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=811
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=811
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Expert=811
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10067940
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10067940
http://bioportal.bioontology.org/ontologies/MEDDRA?p=classes&conceptid=10067940
https://icd.who.int/browse10/2016/en#/D61.0
https://icd.who.int/browse10/2016/en#/D61.0
https://icd.who.int/browse10/2016/en#/D61.0
https://www.omim.org/entry/260400
https://www.omim.org/entry/260400
https://www.omim.org/entry/260400
https://www.omim.org/entry/617941
https://www.omim.org/entry/617941
https://www.omim.org/entry/617941

SBDS
EFL1
SRP54
DNAJC?21

ANALYTE(S):
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RELATED CONTENT

Related Genetic Tests

Myeloid/lymphoid neoplasms with germline predisposition (gene panel)

e Primary immune deficiencies (gene panel)

Swachman-Bodian-Diamond syndrome

« Inherited bone marrow failures syndromes » with or without organ dysfunction

Related Laboratories

e Centre de Génétique Humaine - CHU Sart-Tilman
e Centrum Menselijke Erfelijkheid - KUL

Related Analytes

DnaJ heat shock protein family (Hsp40) member C21
elongation factor like GTPase 1

SBDS ribosome maturation factor

signal recognition particle 54

Related Gene Panels

e Hematologic Familiar Forms - ULG
e Primary immune deficiencies (444 genes) - KUL
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