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Too many families are bounced around from
physician to specialist and back again only to
receive multiple genetic misdiagnoses.
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of rare disease patients
are misdiagnosed at
least once.
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Incorrect diagnoses are
provided wrongly for a
given condition.
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Physicians to be seen by
patients and families before a
diagnosis is made.
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Patients and families often do

not receive proper Information

to help them cope with their
diagnosis and condition.
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Limited knowledge of
diagnostic options for doctors
and updated state of the art

using new technologies.
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WHY IGENOMIX
CAN HELP YOU?
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SUPPORTIVE
PROFESSIONAL

Certified Genetic Counselors to guide you and Ph.D in Biotechnology and Molecular Biology from Birla Institute
. . of Technology and a Post Doctoral experience from IIIT,
your patients choosing the Hyderabad.

right genetic testing.
9 9 9 More than ten (10) years of experience in genetics,
cytogenetics, molecular laboratory, and genetic counseling.
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PATIENT
FRIENDLY

GENETIC COUNSELING
E-LEARNING PLATFORM

Welcome to our Patient Educational Hub

Use the e-learning platform to
access to educational material
and schedule meetings with our
Genetic Counselors.
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EASY

ONLINE TEST
MANAGEMENT

Use the online platform to check
the tests status and download
documents and reports.




DEDICATED
CONCIERGE

CUSTOMER SUPPORT

One contact to unify and manage
Igenomix everything during the testing cycle.
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All TECHNICAL
CAPABILITIES
IN-HOUSE

Testing, analysis, and reporting for
all genetic services




IN-HOUSE
SEQUENCING
AND BIO IT

State-of-the lllumina platform
and bioinformatics pipeline.




lllumina best supplier for NGS related

operations

Latest platform - NOVASEQ 6000

TOP
QUALITY
SEQUENCING

>100x exome mean coverage

>98% exome CDS bases covered >20x
>98% variants in HGMD covered
>98% variants in Clinvar covered

Best in class CNV detection included in the

report.

Mitochondrial analysis included in reports
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ACCURATE ANALYSIS,

INTERPRETATION & REPORTING

Using international and most relevant Databases

Allele Frequency checked by human population databases (ExAC, 1000G, gnomAD,
igenomix internal database)

Genetic inheritance pattern by (OMIM)

Variants analysis based on disease updated databases (HGMD, ClinVar, ClinGen,
igenomix internal database)

Literature search by (PubMed,Google scholar)

In addition to SNVs and small Indels, copy number variants (CNVs) are detected using
the Exome Depth method

Pathogenicity of variants determined by American College of Medical Genetics (ACMG)

Reports include a full clinical interpretation of results

gnomaAD
2ol @a

genome aggregation database

OMIM®

y ClinGen | ®ACMG

Giinical Genome Resource Amencan College of Medical
inical Genome Resource Genetics and Genomics
HGMD

Publied
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High-Quality
interpretation by
rare disease team
with vast
experience in
Middle East
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Dr. Garcia-Planells,
PhD Human Genetics

Clinical_Director and Scientific
Advisor Rare Diseases, H.Q.

With +20 years of experience.
European Molecular Genetics
Quality Network (EMQN) Assessor.
He is the President of the Spanish
PrenatXC3 al Diagnostic
Association (AEDP). Member of the
board of directors of the lbero-
american Society of Prenatal
Diagnostic and Treatment (SIADTP)

Dr. Julio Martin

PhD Molecular Genetics

Director of Applied Clinical
development and Data Curator,
H.Q.

With +17 years of experience, He
has been director of the

Laboratory of Molecular Diagnosis,

(Preimplantation Genetic Diagnosis
Unit) since 2003. His main interest
is in the field of genetics of single-
gene disorders, Exome, and
genome sequencing as well as
analysis, curation, and
interpretation.

Dr. Lova Satyanarayana
PhD Human Genetics

Director Genomic Precision
Diagnostic, Middle East.

Having 10+ years of research
experience in the field of genomics
and molecular biology with 13
publications in peer reviewed
national and international journals.
He has a vast experience and is
currently responsible for analyzing
and interpreting genetic test results
for (Genome-Exome, targeted
panels, mitochondrial genome,
Microarray, etc)



Francisco Rodriguez Herrera

Managing Director
Middle East&India

Vikram Ganju

Country Manager India

LOCAL
PROFESSIONALS
HELPING YOU

IN EVERY STEPS o e ot
OF THE PATIENT

J ou R N E I Rahul Kadwal
Logistics & Customer Suppo" "

Ayman Ragheb

Marketing Manager
Middle East & India /
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Igenomix Doctors/Patients Sample Samples Igenomix Testing Results in
Genetic Receive the collection: Blood, shipped to perform Testing report 25 working
Counselling genetic kit extracted DNA Igenomix and Analysis generation days

or tissue sample

Transportation

Volume
Temperature

Sample type Container

Peripheral blood EDTA vacutainer 3-4ml

Purified genomic
DNA

A minimum 1 microgram of DNA at a

In a sealed Eppendorf tube concentration of 50-100ng/ul

Tissue in sterile container in saline and cardiac or 3 — 4 mm POC specimen or 50 100

O (sl e cord blood in vacutainer mg of each tissue

Amniotic Fluid Sterile container 10-15ml

Chorionic villi Sterile container with culture medium or saline o GO-55 00
solution with 1% antibiotic g




' IGENOMIX GENETIC
. TESTS PORTFOLIO
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TWO MAIN AREAS

Genetics for Family diseases Genetics for Treating Infertility and
Diagnostics and Precision Medicine | having a healthy Pregnancy
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Precision Panels

®

Cardiology

3

Neurology

Osteology

&0

Metabolic

0&

Haematology

AR

Pneumology

W

Endocrinology

6

Dermatology

Ear, Nose
Throat

O

Z

Gastroenterology ~ Reproductive
® 00000
(an [an Tl an e |
Ophthalmology Rare Diseases
Connective Tissue Oncology
Disorder

New Born Testing

Screening ICU Diagnostic




DIAGNOSTIC TESTS APPLICATIONS

For people who want to know if
carry a genetic mutation and
determine if there are at risk of
having a child with a genetic
disease.
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Method of testing for common
chromosomal abnormalities that

can occur in a developing baby.

Is performed in order to identify
or rule out the mutation that
causes the symptoms, and in a

lot of cases to confirm diagnosis.

Is used when no symptoms are
shown yet. But there is
probability of carrying the
mutation and developing
symptoms later In life.



Cardiology
Cardiomyopathy gene panel
Cardiac Channelopathy gene panel

Connective Tissue Disorders
Ehlers-Danlos syndrome gene panel
Marfan syndrome gene panel

Cutis Laxa gene panel

Dermatology

Ectodermal dysplasia gene panel
Epidermolysis bullosa gene panel

Ichthyosis gene panel

Oculocutaneous albinism gene panel
Xeroderma pigmentosum gene panel
Tuberous Sclerosis (TSC1 & TSC2) gene panel
TSC1 deletion/duplication

TSC2 deletion/duplication

Endocrinology
Monogenic and syndromic obesity gene panel
Hyperlipidemia gene panel

Maturity-onset diabetes of the young (MODY) & neonatal diabetes gene panel
Disorders of Sex Development (Abnormal Genitalia) Panel

Hereditary pancreatitis gene panel
Congenital adrenal hyperplasia gene panel

ENT

Deafness (syndromic & non-sydromic) gene panel
Waardenburg syndrome gene panel

Usher syndrome gene panel

Bronchio-Oto-Renal syndrome panel

Gastroenterology

Alagille syndrome gene panel

Congenital hepatic fibrosis gene panel
Hyperbilirubinemia gene panel

Hemochromatosis gene panel

Progressive familial intrahepatic cholestasis gene panel
Wilson disease (ATP7B) gene analysis

ATP7B deletion/duplication

Haematology

Hereditary Hemorrhagic Telangiectasia
Congenital afibrinogenemia gene panel
Bone marrow failure syndrome gene panel
Anemia gene panel

Haemophilia (F8 & F9) gene panel

F8 intron 22 inversion

Hemophagocytic lymphohistiocytosis (HLH) gene panel
Beta-thalassemia (HBB) gene analysis
Alpha-thalassemia (HBA1/2) gene analaysis
HBA1T & HBA2 deletion/duplication

Von Willebrand disease (VWF) gene analysis
Thrombocytopenia gene panel
Thrombophilia gene panel

Immunology
IKBKG deletion/duplication analysis

Congenital adrenal hyperplasia CYP21A2 (21-0H)

Congenital adrenal hyperplasia CYP21A2 (21-0H) deletion/duplication analysis Primary immunodeficiency gene panel

Severe combined immunodeficiency gene panel




Metabolic Disorders

Fatty acid oxidation disorders gene panel

Glycine encephalopathy gene panel

Glycogen storage disorder gene panel

Glycosylation (CDG) disorders gene panel

Methylmalonic aciduria gene panel

Organic acidemia gene panel

Leigh syndrome & mitochondrial encephalopathy gene panel
Ornithine transcarbamylase deficiency (OTC) deletion/duplication analysis
Lysosomal storage disorder gene panel

Urea cycle defects gene panel

Nephrology

Alport syndrome gene panel

Bartter syndrome gene panel

Meckel Gruber syndrome gene panel
Nephrotic syndrome gene panel
Polycystic kidney disease gene panel
Primary hyperoxaluria gene panel
Ciliopathy gene panel

Neurology - Neuromuscular

Arthrogryposis & congenital myasthenic syndrome gene panel
Charcot-Marie-Tooth and sensory neuropathies gene panel
Muscular dystrophy & congenital myopathy gene panel
Duchenne muscular dystrophy (DMD) gene analysis

Duchenne Muscular Dystrophy (DMD) deletion/duplication
Myotonia congenita gene panel

PMP22 deletion/duplication analysis

Spinal Muscular Atrophy (SMNT) gene analysis

Spinal Muscular Atrophy (SMN1/SMN2) deletion/duplication

Neurology-Epilepsy
Aicardi-Goutieres syndrome gene panel
Neuronal migration disorder gene panel
comprehensive epilepsy gene panel
Rett syndrome gene panel

Neurology - Movement Disorders
Ataxia-telangiectasia (ATM) gene analysis
Ataxia-telangiectasia (ATM) deletion/duplication
Dystonia gene panel

Early-onset juvenile parkinsonism gene panel
Hereditary spastic paraplegia gene panel
Hyperekplexia gene panel

Neurofibromatosis (NF1 and NF2) gene analysis
Neurofibromatosis type 1 (NF1) deletion/duplication
Neurofibromatosis type 2 (NF2) deletion/duplication

Neurology - Neurodegenerative

Adrenoleukodystrophy (ABCD1) gene analysis

Joubert syndrome gene panel

Leukodystrophy gene panel

Metachromatic leukodystrophy gene panel

Neurodegeneration with brain iron accumulation (NBIA) gene panel
Neurodegeneration with brain iron accumulation 2B (PLA2G6) deletion/duplication
analysis

Pantothenate kinase-associated degeneration (PANK2) deletion/duplication analysis

Oncology
Hereditary cancer panel
Breast Cancer panel



Ophthalmology
Leber congenital amaurosis gene panel (@) Reproductive panel

Optic atrophy gene panel Infertility gene panel

Retinal degeneration gene panel Arrested embryo development gene panel
Congenital cataract gene panel Recurrent pregnancy loss gene panel
Cone-rod dystrophy gene panel

Retinitis Pigmentosa gene panel

Rare disorders

Bardet-Biedl syndrome gene panel

Cornelia de Lange syndrome gene panel

DiGeorge syndrome deletion/duplication analysis
Cystic Fibrosis (CFTR) gene analysis

Cystic fibrosis (CFTR) gene deletion/duplication
Noonan syndrome gene panel

Prader-Willi/ Angelman syndrome deletion/duplication
Stickler syndrome panel

Pulmonology

Pulmonary Artery Hypertension (PAH) gene panel
Cystic Fibrosis (CFTR) gene analysis

Cystic fibrosis (CFTR) gene deletion/duplication
Primary ciliary diskinesia gene panel

Surfactant metabolism dysfunction gene panel

Q000
Q0 Qo

Skeletal disorders

Skeletal dysplasia gene panel
Osteogenesis imperfecta gene panel
Osteopetrosis gene panel
Achondroplasia (FGFR3) gene analysis

New born ICU genetic screening panel
New born genetic testing screening panel
New born genetic testing diagnostic panel
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WHOLE EXOME SEQUENCING DIAGNOSTIC REPORT

Patient Information Sample Information

Patiant Name Speciran Type (CTA-Blood Usigue Patient 10
Patiert DOB Novembaer 14, 2019 Date of Collection NA Referral Chink
Gender Male Retaipt Date March 10, 2020 Chmic Location

Repoct Date May 4, 2020 Reterrsl Physician

CLINICAL INDICATION:

Mohammad Ibrahim Al Maraba'ash is born of & consanguineous marriage. Me presented with clinical symptoms of hypertrophic
cardiomyopathy with severe left ventricular impairment, protruded tongue, axial and peripheral hypotonia and liver problem, He is
suspected to be affected with Pompe disease. There is a positive family history of sibling death due to cardiomyopathy

GENETIC ANALYSIS SUMMARY:

A homozygous pathogenic variant in the GAA gene was identified in the index. The GAA gene is associated with autosomal recessive
glycogen storage disease Il The result is consistent with a possible genetic diagnosis of Pompe disease

VARIANT(S) RELATED TO THE PHENOTYPE

TveosiTy wr MINOR ALLELE Doents VARIANT

OINTIIER  PREQUENCY® |OMIM, INMENTINGE)  CLASSIFICATION **
< 716deiT PANIISAEh T Y

["606800) TH0013TodelT (NM_000152 4) [Framashift)

Glycogen vorage

;
Mamarygovs 1553599504 N/R dinaase 1 (#232300, AK)

Pathogenc

haghent b ugey e et o Enome AGE Vg Comacetum datatese (KaM] 10X Nlancrme ot (30000 1 grermdd **Saved o 4
Mrarert, R B rhed Saceuve A% Nt Raportet WA Nt sealiie

VARIANT INTETPRETATION:

By whole exome sequencing, 8 homozygous frameshift variant in the GAA gene (¢.716delT, p Leu239ArgfsTer29) was identified. This
variant is present in exon 4/20 and the reference region Is conserved across the species. This variant has previously been reported
in a patient affected with glycogen storage disease type Il (PMIDs: 14695532). This frameshift variant is not present in population
databases (1000 genomes and gnomAD), According to the recommendations of the ACMG, this variant is classified as 'Pathogenic’

Glycogen storage disease I, an autosomal recessive disorder, is the prototypec lysosomal storage disease. In the dassic infantile
form (Pompe disease), cardiomyopathy and muscular hypotonia are the cardinal features; in the juvende and adult forms,
involvernent of skeletal muscles dominates the clinical picture (PMID: 6360103)

In classic cases of Pompe disease, affected children are prostrate and markedly hypotonic with large hearts. The tongue may be
enlarged. Although the enzyme is deficient in all tissues, muscle weakness and heart involvement are the most common features.,
The liver is rarely enlarged, except as a result of heart faillure, and hypoglycemia and acidosis do not occur as they do in glycogen
storage disease | (R232200), Death usually occurs in the first year of life in the classic form of the disorder and cardiac involvement
is striking. Indeed, Pompe (1932) reported this condition as ihiopathic hypertrophy of the heart,” and ‘cardiomegalia glycogenika' is
3 synonym,
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CHROMOSOMAL MICROARRAY ANALYSIS TEST REPORT

Sample Information

o Ty 1D1A Bood Uit # bt ©
Cote o € wlmsbnen - Bt o (e
e R

o ke et Py o

CLINICAL INDICATION / HISTORY:
Mo XXXX & consanpancounly maeried. She Bus & Natiry of 3 ey ma
pregrsncy, sncther early macarriage from B Srestnend) and & INF in other diime, always with Bod emnbryd developrment o

strested embBryos She has Deen evaluated Sor pathogenic copy ma varitions (ENV) by dhvomecomal microenay

ARRAY TYPE:

Aftyoreeria 79508 gl

RESULTS AND ANALYTICAL INTERPREYATION:

Array COM formda secording 10 ISCN 2006 ar(1.22 X)e2. The telerred sammplie shows 8 FEMALT SEX gendens

We Mave not detectod DA cogry number (hanges in the DNA sample

We Ave sdstonally detected several lirge sepons Of hamodygosity (Totaly 7486 MB) eacompassing
penome. Acoodang 20 the references’, an ndandual with ~I% homorypouty could indicate that thay
ofhgrng of Pwo consanguneal Parrnty whch condd mean 8 10uN degree of Cornan@anty tetaven thee

e gonlaly of 8 reesiive Sacv e with 8 Cmanatie and matated geew K ated withe one of theve tegenn (b

Chromosome | Cytoband Start | Cytoband (nd  Sire (Mb) |
i) ot 1) £
at)

PEEE)

|
8

A Getaled avadyus of the 11015 regon conduded Bhat there were s0me peows and tepont svolved (CORNIC (" E00RS4) and
KCNQJ (*0T7542), nchuding KRD region Aose abtnormal engratiog condd be cone of Bechew syndecmme f th
Y ome wr Cted pherotyp sy n, @ MSARPA/methylaton snalyss

the methylaton ¢ B2 sss0Cated 10 Bedowth Wiedemarn

SUMMARY AND COMMENTS:
We Nve not detected any CNV that cosdd exglan the phanotype of The index. Seveesl lvpe regions ¢
detected, ndtog Tt the peoband (s an oMygr oy of Ccomunguvesl parents »t hed degree One of these Nomodygous o0

wan b ated at 13515, mchadng the Beckwth Wiedemann methylation targets
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WHOLE EXOME SEQUENCING DIAGNOSTIC REPORT

Patient Information Sample Information Clinlc Information

Patart Name Soecman Type (OTA-Bsod Ungue Patient IO
Potiert DCB Nowember 14 2009 Date of Collection NA Rafarral Choie
Conter Male Receipt Onte Mareh 30, 2000 Cumie Locstion

Lab Cace Regant Qate Moy 4 2020 Ratarral Phyucan

CLINICAL INDICATION:

Mohammad Ibrahim Al Maraba’ah i3 born of a consanguinecus marnage. He presented with clinical symptoms of hypertrophic
cardiomyopathy with severe left ventricular impairment, protruded tongue, axial and pernipheral hypotonia and liver problem. He is
suspected 10 be affected with Pompe disease. There is a positive family history of sibling death due to cardiomyopathy

GENETIC ANALYSIS SUMMARY:

A homozygous pathogenic vanant in the GAA gene was identified in the index. The GAA gene is associated with autosomal recesswve
glycogen storage disease IL The result is consistent with a possible genetic diagnosis of Pompe disease

VARIANT(S) RELATED TO THE PHENOTYPE

AR il I i0daIY pleui VA Terdy

Moo 33599484
[606000)  70081379SeIT (NM_200152.4) {Frameshift) Noryna b

disemre B (9232300, AR}

Sragtent Pagarey (et i o A agEten Corvrum At 1 AAC) LN mvwrne o ipmet (LON0G] 0 Gurmdl **hanad o ACWE Guatobomn, A5 Advamned (imenadt, AR Abinnd Banoetn, 1.0 § Lnaad
e, B At e mvven. N NGT Raparted A T matatie

VARIANT INTETPRETATION:

By whole exome sequencing, 3 homozygous frameshdt variant in the GAA gene (c.716delT, p Leu239ArgfsTer29) was identfied. This
variant is present in exon 4/20 and the reference region is conserved across the species, This variant has previously been reported
In & patient affected with ghycogen storage disease type Il (PMIDs: 14695532). This frameshift variant is not present in population
databases (1000 genomes and gnomAD). According 1o the recommendations of the ACMG, this vanant is classfied as ‘Pathogeni’

Glycogen storage disease I, an autosomal recessive disorder, Is the prototypic lysosomal storage disease, In the classic infantie
form (Pompe disease), cardiomyopathy and muscular hypotonia are the cardinal features; in the juvende and adult forms,
Involvermnent of skeletal muscies dominates the clinical picture (PMID: 6360103)

In classic cases of Pompe disease, affected children are prostrate and markedly hypotonic with large hearts. The tongue may be
enlarged. Although the enzyme is defickent in all tissues, muscie weakness and heart involvement are the most common features
The lver is rarely enlarged, except as a result of heart fallure, and hypoglycemia and acidosis do not occur a3 they do in glycogen
stocage disease | (8232200). Death usually occurs in the first year of life in the classic form of the disorder and cardiac involvement
is striking. Indeed, Pompe (1932) reported this condition as idiopathic hypertrophy of the heart,' and ‘cardiomegalia glycogenica’ is
a synonym

Igenonnx
Cytogenetic Analysis Report

PATTENT NAME: 2000000
Date of Birth: XX/ 00/ XX00¢

MRN No: 7621 M

Specimen: perpharsl Bood hymphocytes Report Date: 30,03/2020
Reception Date: 11/02/2020

Methodology: pergharal bicod lymphaocyte cell ature and GTG

banding.

1 ) 2 ’ ‘. s
¢ . L B " [

L

)
M " i kX 8 &
1 " " »

i i

* » X

Results: Creomosomal analyss (GTG-8anding with 500 Band reschution) revesled an
apparently normal male kacyotype in ol the metaphases analysed.
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COMPANY
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WORLDWIDE REFERENCE
COMPANY IN GENETICS
SERVICES




23 GENETIC LABORATORIES WITH PRESENCE
IN MORE THAN 80 COUNTRIES

Moscow

“n
: USSIA
Toronto Boston London Venice

Los Angeles & ng o Valencio A Kuwait City *JAPAN
USA SPAIN KUWAIT . : Kobe

Miami USA

Mexico D.F.
Mexico

Recife
BRAZIL

Lima PERU

Sao Paulo
BRAZIL

Buenos Aires
Argentina

Santiago de Chile
CHILE
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SPAIN
HEAD
QUARTER
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A GROWING
FAMILY OF
EMPLOYESS
20% PhDs




AN INTERNATIONAL TEAM EXPERIENCED AND
REPUTED (450 EMPLOYEES AND 20% PhD)

Industry Experience

11

15

17

Carmen Rubio, PhD
Lab Director PGT-A H.Q.

Ana Cervero, PhD
Lab Director PGT-A H.Q.

Julio Martin, PhD

Director of Applied
Clinical Development

David Blesa

Product Development
Directo

Industry Experience

Javier Garcia Planells

Clinical Director and Scientific
Rare Diseases

Marcia Riboldi, PhD

Lab Manager Brazil

Vandana Sharma, PhD
04 :
Lab Manager India

Rupali Chopra, PhD
Lab Dir. Middle East

14




+91 1166517800

WWW.igenomix.co.in
Email: info.india(@igenomix.com
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