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O Abnormality of head

O Abnormality of ear

O Abnormality of eye

O Abnormality of the nervous system

O Abnormality of fingers or toes

O Abnormality of the endocrine system

[0 Abnormality of genitourinary system

O Abnormality of limbs

O Abnormality of immune system

O Abnormality of cardiovascular system

[0 Abnormality of respiratory system

O Abnormality of the digestive system

[ Abnormality of prenatal development of birth

O Abnormality of blood & blood-forming tissue

O Abnormality of skin

O Abnormal skin pigmentation

O Autism

[ Attention deficit, Hyperactivity

O Amyotrophic lateral sclerosis

0O Ataxia

[ Behavioral abnormality

O Cleft lip/palate

[ Connective tissue disorder

O Dysmorphic facial features

O Epidermolysis bullosa

O Epilepsy

O Failure to thrive

O Gait disturbance

O Hypotonia [ Hydrops fetalis O Intellectual disability O Ichthyosis [ Joint contractures O Leukodystrophy [0 Multiple congenital anomalies
O Microcephaly O Muscle dystrophy O Myopathy O Marfanoid habitus O Neurodevelopmental delay [ Neuropathy [0 Neuromuscular abnormality
O Neurofibromatosis [J Neoplasm [0 Ophthalmoplegia [ Osteogenesis imperfecta [ Ptosis [ Retinitis pigmentosa [ Renal cyst

[ Speech problem O Sensoneural hearing impair O Spinal muscular atrophy [ Spasticity O Short stature [ Skeletal abnormality O Other: ..........
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A index patient :
O [ notafected i _g
O unrelated paren £ unborn chid A identical twins (monozygous) | =
: W afecod Q'J eapere | abortion, stilborn child o0 g
; E :2:::5:‘3[ Q'Q consanguine parents <> person of unknown sex C‘/\Q fratemal twins (dizygous)
[0 NGS-Ataxia-Exome [0 NGS-Carrier Screening Female 0 NGS- Carrier Screening Male [ NGS-Carrier screening female (Without DMD)
O NGS-Ciliopathies-Exome O NGS-CMT & Sensory Neuropathies-Exome O NGS-CNV-Exome O NGS-Corpus Callosum Agenesis-Exome
[0 NGS-Craniofacial anomalies-Exome [0 NGS-Disorders in sex development-Exome O NGS-Duo (Proband & 1 family member)-Exome [0 NGS-Epilepcy-Exome
[0 NGS-Exome (Medical exome for OMIM referenced genes) [0 NGS-Exome (Medical exome for OMIM referenced genes 200X) O NGS-Exome+Mito 100X [0 NGS-Hearing Loss-Exome ‘E
[0 NGS-Hemostatic/Thrombotic disorders-Exome [0 NGS-Hereditary Spastic Paraplegia-Exome O NGS-ID (Syndromic-NonSyndromic)-Exome 0 NGS-Iron disorders-Exome \6_
iz
[0 NGS-Mendelian Disorders-Exome 0 NGS-Metabolic disorders-Exome O NGS-Mitochondrial disorders-Exome 0 NGS-Movement disorders-Exome %
&
[0 NGS-Multiple congenital anomalies-Exome [0 NGS-Muscular Dystrophy & Muscle disorders-Exome O NGS-Parents (including carrier detection)-Exome O NGS-Primary immundeficincies-Exome -
[0 NGS-Reanalysis of data [0 NGS-Research Exome 100X [0 NGS-RP-Exome 0 NGS-Skin disorders-Exome
[0 NGS-Trio (Proband & 2 family preferred members)-Exome [0 NGS-Vision disorders-Exome [0 NGS-Whole Genome Sequencing 0 NGS-Carrier Screening-Medical Exome
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