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Acyl-CoA dehydrogenase, medium chain, deficiency of, 201450 (3),
Autosomal recessive

{Bronchiectasis with or without elevated sweat chloride 1, modifier
of}, 211400 (3), Autosomal dominant; Congenital bilateral absence
of vas deferens, 277180 (3), Autosomal recessive; Cystic fibrosis,
219700 (3), Autosomal recessive; {Hypertrypsinemia, neonatal} (3);
{Pancreatitis, hereditary}, 167800 (3), Autosomal dominant; Sweat
chloride elevation without CF (3)

Adrenal hyperplasia, congenital, due to 21-hydroxylase deficiency,
201910 (3), Autosomal recessive; Hyperandrogenism, nonclassic
type, due to 21-hydroxylase deficiency, 201910 (3), Autosomal
recessive
Smith-Lemli-Opitz syndrome, 270400 (3), Autosomal recessive
Bart-Pumphrey syndrome, 149200 (3), Autosomal dominant;
Deafness, autosomal dominant 3A, 601544 (3), Autosomal
dominant; Deafness, autosomal recessive 1A, 220290 (3),
Autosomal recessive; Hystrix-like ichthyosis with deafness, 602540
(3), Autosomal dominant; Keratitis-ichthyosis-deafness syndrome,
148210 (3), Autosomal dominant; Keratoderma, palmoplantar, with
deafness, 148350 (3), Autosomal dominant; Vohwinkel syndrome,
124500 (3), Autosomal dominant
Deafness, autosomal dominant 3B, 612643 (3), Autosomal
dominant; Deafness, autosomal recessive 1B, 612645 (3),
Autosomal recessive; Deafness, digenic GIB2/GJB6, 220290 (3),
Autosomal recessive; Ectodermal dysplasia 2, Clouston type,
129500 (3), Autosomal dominant
Delta-beta thalassemia, 141749 (3), Autosomal dominant;
Erythrocytosis 6, 617980 (3); Heinz body anemia, 140700 (3),
Autosomal dominant; Hereditary persistence of fetal hemoglobin,
141749 (3), Autosomal dominant; {Malaria, resistance to}, 611162
(3); Methmoglobinemia, beta type, 617971 (3); Sickle cell anemia,
603903 (3), Autosomal recessive; Thalassemia, beta, 613985 (3);
Thalassemia-beta, dominant inclusion-body, 603902 (3)
[Hyperphenylalaninemia, non-PKU mild], 261600 (3), Autosomal
recessive; Phenylketonuria, 261600 (3), Autosomal recessive

Spinal muscular atrophy-1, 253300 (3), Autosomal recessive; Spinal
muscular atrophy-2, 253550 (3), Autosomal recessive; Spinal
muscular atrophy-3, 253400 (3), Autosomal recessive; Spinal

muscular atrophy-4, 271150 (3), Autosomal recessive
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Gene symbols used are according to the HGNC guidelines. For some genes a previously HGNC-approved
symbol is in brackets.

Each Phenotype is followed by its MIM number, phenotype mapping key and inheritance pattern.
OMIM release used for OMIM disease identifiers and descriptions: Sept 30, 2019

Possible phenotype mapping keys

(1) the disorder is placed on the map based on its association with a gene, but the underlying defect is
not known

(2) the disorder has been placed on the map by linkage; no mutation has been found

(3) the molecular basis for the disorder is known; a mutation has been found in the gene

(4) a contiguous gene deletion or duplication syndrome, multiple genes are deleted or duplicated
causing the phenotype

Brackets, "[ ]", indicate "nondiseases," mainly genetic variations that lead to apparently abnormal
laboratory test values (e.g., dysalbuminemic euthyroidal hyperthyroxinemia).

Braces, "{ }", indicate mutations that contribute to susceptibility to multifactorial disorders (e.g.,
diabetes, asthma) or to susceptibility to infection (e.g., malaria).

A question mark, "?", before the phenotype name indicates that the relationship between the
phenotype and gene is provisional. More details about this relationship are provided in the comment
field of the map and in the gene and phenotype OMIM entries.
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