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Vo00 AduIt-pnset Ieukogncephalopathy with axonal spheroids Adult-pnset Ieukogncephalopathy with axonal spheroids
and pigmented glia and pigmented glia

Vo00 ARCZ52 /g\rthrogryposis,renaltubulardysfunction,andcholestasis(ARC)syn

rome

V900 Cowden52# Cowden syndrome

900 Dent&&} Dent diseases

V900 KDZ2 4 KID syndrome (Keratitis-ichthyosis-deafness)

V900 71557 Kabuki syndrome

V900 CHEHETIIA0[A Multiple epiphyseal dysplasia, MED

V900 CeMdELTES Epidermolysis bullosa simplex, EBS

V900 fUA-Eefl52E Denys-Drash syndrome

V900 Ly Al e Craniometaphyseal dysplasia

V900 d77|ERES T Langer-Giedon syndrome

V900 U5-[AH52F Miller-Dieker syndrome

900 MHEYDOIsEES Congenital hyperinsulinemia

V900 MNEYR LA AAS Congenital amegakaryocytic thrombocytopenia

900 AFAZS(A) Alagille's syndrome

/900 A EZSH Allan-Herndon-Dudley  syndrome(AHDS)

V900 UYAEEZDH Alstrom Syndrome

V900 OZIMMANHISZ) Congenital Ichthyosis

\/900 oS- H AR Erdheim-Chester disease

V900 Yo-B4|oES T (SAHHMH CIAAALSS H) Wolf-Hirschhorn syndrome

V900 ZFHEZDF Joubert syndrome

V00 e, Gitelman Syndrome

V900 KSMIIZEMZHYEE RS Progressive familial intrahepatic cholestasis

\900 T Canavan disease

V900 ke Cohen Syndrome

V900 AR EaE Currarino syndrome

V900 HIENS tufting enteropathy (intestinal epithelial dyspalsia)

900 W AH-ZZ|0ESSE Pallister - killian syndrome

V900 BRI S MR A T A 5 B0 M 8 ) Epr;fégnazm:) hyperkeratosis(congenital bullous ichthyosiform

\/900 e [olhsEsx=rg Fraser syndrome

\/900 50]-eASS A Hay-Wells syndrome (Ankyloblepharon-ectodermal defects)

V900 1SR 1.20|HdMss 4 15q11.2 Microdeletion Syndrome

V900 1CHR60| | dASSZ 1p36 Microdeletion Syndrome
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V900 A0 MEESS 2911 Microduplication Syndrome
V900 IMCESE 3MC(Malpeuch, Maichels, Mingarelli, Carnevale) Syndrome
\/900 O10|7IC|-TLE| YA S S Aicardi-Goutieres Syndrome
V900 A0 A HOM| Alternating Hemiplegia of Childhood
CARASILsyndrome(CerebralAutosomalRecessive - Arteriopathy
V900 et 537 with
Subcortical Infarcts and  Leukoencephalopathy)
V900 OZ7| HAXEN QEAR E;\gg;zzﬁnilaglna with central nervous system
\/900 A ASSE Coffin Siris Syndrome
V900 MHMZENBGSS Congenital Central Hypoventilation Syndrome
V900 MHEMEASS 2 Congenital Short Bowel Syndrome
V900 10A A=A Distal 10q Trisomy Syndrome
900 SHMOIEMNZYAHELS Familial hypercholesterolemia homozygote
V900 GoldbergShprintzen32 & Goldberg Shprintzen Syndrome
V900 Z7Ro|AS SR NS HypermanganesemiawithDystonia
V900 HESHNHATMHY Iron-refractory iron deficiency anemia
V900 I Pearson Syndrome
\/900 HALUMAMT|SNE Pseudohypoparathyroidism
V900 #R7|ERF5E Schinzel Giedion Syndrome
\/900 Y-S5+ Walker-Warburg Syndrome
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[Undignosed Disease Network International, UDNI)
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