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Newly Posted
IRF2BPL-Related Disorder 21 Nov 2024
HOXA1-Related Disorders 14 Nov 2024
IDEDNIK Syndrome 14 Nov 2024
Shashi-Pena Syndrome 07 Nov 2024
AARS2-Related Disorder 31 Oct 2024
Kagami-Ogata Syndrome 24 Oct 2024
Tyrosinemia Type IT 24 Oct 2024
Updated
Permanent Neonatal Diabetes Mellitus 14 Nov 2024
Von Willebrand Disease 14 Nov 2024
Friedreich Ataxia 31 Oct 2024
Nonsyndromic Genetic Hyperinsulinism Overview 31 Oct 2024
TBC1D24-Related Disorders 24 Oct 2024
Type II Collagen Disorders Overview 24 Oct 2024
Diftuse Gastric and Lobular Breast Cancer Syndrome 10 Oct 2024
Marinesco-Sjogren Syndrome 03 Oct 2024
Dopamine Beta-Hydroxylase Deficiency 26 Sep 2024
Medium-Chain Acyl-Coenzyme A Dehydrogenase Deficiency 26 Sep 2024
Propionic Acidemia 26 Sep 2024
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Cerebrotendinous Xanthomatosis 14 Nov 2024
Myotonic Dystrophy Type 1 14 Nov 2024
Simpson-Golabi-Behmel Syndrome Type 1 14 Nov 2024

Updates. Every four to five years (or as needed), a GeneReview entry undergoes a complete, formal review and
update in order to maintain currency. Updates are conducted by GeneReviews staff with the participation of the
author(s).

Revisions. Whenever a clinically relevant change in information occurs, revisions to a GeneReview entry are
initiated by staff or the author(s).
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