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Adult—onset
leukoencephalopathy
with axonal spheroids and
pigmented glia

Dent &gt

DYRKIA 28 &=
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KBG &2
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Ectodermal dysplasia(anhidrotic)
Distal 10g Trisomy Syndrome
16011 .2 Microdeletion Syndrome
1p36 Microdeletion Syndrome
2911 Microduplication Syndrome
3MC(Malpeuch, Maichels,

Mingarelli, Carnevale) Syndrome

Adult-onset leukoencephalopathy
with axonal spheroids and
pigmented glia

Arthrogryposis, renal tubular
dysfunction, and cholestasis (ARC)
syndrome

COL4A1—related disorder
Cowden syndrome
Dent diseases

DYRK1A haploinsufficiency
syndrome or DYRK1A-related
intellectual disability syndrome

Goldberg Shprintzen Syndrome
KBG syndrome

KID syndrome (Keratitis—
ichthyosis—deafness)

Kleefstra syndrome

Short stature with optic atrophy and
Pelger—Huét anomaly (SOPH: MIM
614800)) syndrome

Vici Syndrome
Kabuki syndrome

Candidiasis, familial, 2, autosomal
recessive (CANDF2)

Hereditary pancreatitis
Pseudohypoparathyroidism

Gorlin syndrome

Goltzs syndrome
Hypermanganesemia with Dystonia
Multiple epiphyseal dysplasia, MED
Epidermolysis bullosa simplex, EBS
Denys—Drash syndrome

Familial hypercholesterolemia
homozygote
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Craniometaphyseal dysplasia
Langer—Giedon syndrome
Lenz microphthalmia syndrome
Loeys—Dietz syndrome

Chronic progressive external
ophthalmoplegia

Meier—Gorlin syndrome
Meckel syndrome

Aniridia cerebellar ataxia mental
deficiency

Miller—Dieker syndrome
Beckwith—Wiedemann syndrome
Wolfram syndrome
Dentinogenesis imperfecta
Congenital hepatic fibrosis

Congenital chloride diarrhea(Chronic
chloride diarrhea)

Congenital hyperinsulinemia

Congenital amegakaryocytic
thrombocytopenia

Congenital systemic lipodystrophy

Congenital Central Hypoventilation
Syndrome

Congenital Short Bowel Syndrome
Cerebellar agenesis

Alternating Hemiplegia of Childhood
Schinzel Giedion Syndrome

Childhood ataxia with central
nervous system hypomyelination

Aicardi—Goutieres Syndrome
Alagille’s syndrome

Allan—Herndon—Dudley syndrome
(AHDS)

Alstrom Syndrome
a—1-Antitrypsin deficiency
Congenital Ichthyosis
Erdheim—Chester disease

Walker—Warburg Syndrome

Wolf—Hirschhorn syndrome
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Acrodermatitis enteropathica
Geleophysic dysplasia
Joubert syndrome
Gitelman Syndrome

Progressive familial intrahepatic
cholestasis

Iron—refractory iron deficiency
anemia

Lamellar ichthyosis
Canavan disease

CARASILsyndrome(Cerebral
Autosomal Recessive Arteriopathy
with Subcortical Infarcts and
Leukoencephalopathy)

Catecholaminergic polymorphic
ventricular tachycardia

Coffin Siris Syndrome
Coffin—Lowry Syndrome
Cohen Syndrome
Currarino syndrome

Cryopyrin associated periodic fever
syndrome (CAPS)

tufting enteropathy (intestinal
epithelial dyspalsia)

Pallister—Killian syndrome
Potocki—lupski syndrome

Epidermolytic
hyperkeratosis(congenital bullous
ichthyosiform erythroderma)

Fraser syndrome

Floating harbor syndrome
Pearson Syndrome

Pitt hopkins syndrome(PTHS)
Hadju—cheney syndrome

Hay—Wells syndrome
(Ankyloblepharon—ectodermal
defects)

Lissencephaly
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