Meckel-Gruber Syndrome

Precision Panel

Overview

Meckel-Gruber Syndrome (MKS) is a lethal, autosomal recessive neurodevelopmental condition
characterized by a triad of symptoms which are occipital encephalocele, large polycystic kidneys
and postaxial polydactyly. It is caused by mutations in genes encoding proteins that allow an
appropriate structure and function of the primary cilium. It belongs to a group of diseases known
as ciliopathies, and since cilia are present in a variety of organs in the human organism it has
several other manifestations. Associated abnormalities include oral clefting, genital anomalies,
CNS alterations and liver fibrosis. The leading cause of death is pulmonary hypoplasia.

The Igenomix Meckel-Gruber Syndrome Precision Panel can be used to make a directed and
accurate diagnosis ultimately leading to a better management and prognosis of the disease. It
provides a comprehensive analysis of the genes involved in this disease using next-generation
sequencing (NGS) to fully understand the spectrum of relevant genes involved.

Indications

The Igenomix Meckel-Gruber Syndrome Precision Panel is indicated for those patients with a
clinical suspicion or diagnosis of Meckel-Gruber Syndrome presenting with:

- CNS abnormalities: occipital encephalocele, Dandy-Walker malformation, hydrocephalus,
Arnold-Chiari malformation, microcephaly

- Polycystic kidneys

- Polydactyly

- Hepatic fibrosis

- Cardiac malformations: atrial septal defect, coarctation of aorta and pulmonary stenosis

- Cleft lip and palate

- Genital anomalies

Clinical Utility
The clinical utility of this panel is:

- The genetic and molecular confirmation for an accurate clinical diagnosis of a
symptomatic patient.

- Early initiation of treatment with a multidisciplinary team in the form of surgical repair of
anatomic abnormalities.

- Risk assessment of asymptomatic family members according to the mode of inheritance.

- Improvement of delineation of genotype-phenotype correlation.
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*Inheritance: AD: Autosomal Dominant; AR: Autosomal Recessive; X: X linked; XLR: X linked Recessive; Mi: Mitochondrial; Mu: Multifactorial.
**Number of clinically relevant mutations according to HGMD

Methodology

Call +34 963 905 310 or send an email to supportspain@igenomix.com for any of the following objectives:

e  Get more information about the test.
e Request your kit.
e  Request a pick up of the kit after collecting the sample.
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