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CARRIER SCREENING (420 GENES)
CLINICAL DETAILS

00-years-old male tested for screening purpose.

RESULT SUMMARY
A Hemizygote variant detected in G6PD and Pathogenic variant detected in HBB gene.

VARIANT TABLE

GENE GENOMIC VARIANT TYPE ZYGOSIT CLASSIFICATION
LOCATION EN PE

P

G6PD chrX:154535277 | (NM_000402.4):c.466A>G; G6PD Conflicting

p.Asn156Asp deficiency, interpretations of
Hemolytic pathogenicity

anemia

HBB chr11:5227002 (NM_000518.5):¢c.20A>T; Thalassemias, Pathogenic

p.Glu7Vval beta

RECOMMENDATIONS

e  Genetic counselling is recommende i lications of this test result for this family. For assistance for genetic

of this individual's clinical history.

ariants detected in this individual are not diagnostic and need to be correlated

gs or the stress of infection. It is an X-linked recessive condition. Red blood cell destruction can be
ctions, certain foods (such as fava beans), and certain medicines, including: Antimalarial medicines such as
ses of Aspirin.

Beta thalassemia is a blood disorder that reduces the production of hemoglobin. Low levels of hemoglobin lead to a lack of
oxygen in many parts of the body. Affected individuals also have a shortage of red blood cells (anemia), which can cause pale
skin, weakness, fatigue, and more serious complications.

If Test results are alarming or unexpected, client is advised to contact the Customer Care immediately for possible remedial action.
Tel: 011-4988-5050, Fax: +91-11-2788-2134, E-mail: customer.care@lalpathlabs.com
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TEST METHODOLOGY

lon AmpliSeq targeted sequencing is used to analyze 14,044 amplicons covering the coding regions (CDS) g
including +/-25 bp flanking intron/exon boundaries, as well as selected intergenic, intronic and homologo
the CDS regions were defined either by specific transcript or a combination of multiple transcripts. The ta

mutation.

DPYD | ERCC4
A B2 7
ABCAL | ACADS | AGPS | AMHR2 CPT2 | CYP17 | DHDD | DYSF | ERCC5
2 B Al S
ABCA4 | ACAD | AGXT | AMT CRBL | CYP19 | DKC1 | EDA ERCC6
VL Al
ABCB1 | ACATL | AIRE AP1S1 CTNS | CYP1B | DLD EDAR | ERCC8
1 1
ABCB4 | ACOX1 | ALDH | AQP2 CTSC | CYP21 | DMD EIF2A | ESCO2
3A2 A2 K3
ABCC6 | ACSF3 | ALDH | AR CTSD | CYP27 | DNAH | EIF2B | ETFA
7A1 G 3 Al 5 5
ABCC8 | ADA CIITA | COL4A | CTSK | CYP27 | DNAI1 | IKBK | ETFB
4 B1 AP
ABCD1 | ADAM CLN3 COL4A | cyBA | DBT DNAI2 | EMD | ETFD
TS2 5 H
ACAD9 | ADGR CLN5 COL7A | CYBB | DCLRE | DNAL1 | ERCC | ETHE1L
Gl 1 1C 2
ACAD | AGA CLNG6 CPS1 CYP11 | DDB2 DOK7 | ERCC | EVC
M B1 3
EVC2 FANC HPS3 IVD LIFR MCCC | MLYC | MTHF | NDRG
D 2 D R 1
GNE GUSB HFE2 | HPS4 KCNJ11 | LIPA | MCOL | MMAA | MTM1 | NDUF
N1 AF5
GNPTA | HADHA | HGD HSD17 | LAMA2 | LIPH | MECP2 | MMAB | MTRR | NDUF
B B3 S4
GNPTG | HADHB | HGSN | HSD17 | LAMA3 | LOXH | MED17 | MMAC | MTTP | NDUF
AT B4 D1 HC S6
GNS HAX1 HLCS | HSD3B | LAMB3 | LPL MEFV | MMAD | MUT | NEB
2 HC
GBA GJB3 GORAB | HBA1 HMGC | HYLS1 | LAMC2 | LRPP | MESP2 | MOCS | MYO1l | NEU1
L RC 1 5A
GBE1 | GJB6 GP1BA | HBA2 HMOX | IDS LCA5 LYST | MFSD8 | MPI MYO7 | NLRP7
1 A
FAH GAA GCDH | GLA GP1BB | HBB HOGA | IDUA LDLR MAN2 | MKKS | MPL NAGL | NPC1
1 B1 U
FAM16 | GALC | GCH1 | GLB1 GP9 HEXA HPD IL2RG | LDLRA | MAT1 | MKS1 MPV17 | NAGS | NPC2
1A P1 A
FANC | GALE | GDF5 | GLDC | GRHPR | HEXB HPS1 ITGB3 | LHCGR | MCCC | MLC1 MRE11 | NBN NPHP
A 1 1
NPHS1 | PANK2 | PEX10 | PMM2 | PSAP RLBP1 | SBDS | SLC17 | SLC37A | SMPD | TECPR | TRIM3 | TYR VRK1
A5 4 1 2 7
NPHS2 | PC PEX12 | PNPO PTS RMRP | SEPSE | SLC19 | SLC39A | SRD5 | TFR2 TRMU | TYRP | VSX2
CS A2 4 A2 1
NROB1 | PCCA | PEX2 | POLG PUS1 RNASE | SERPI | SLC22 | SLC3Al | ST3G | TGM1 | TSEN5 | UGT1 | VWF
H2C NA1 A5 AL5 4 Al
If Test keAEEs aP€@barmitickor urtdipecteddient| iR REBAseld¥eC2ontatitcthe Custinrer| GarRimniediatelyférvpossibiteiremadsal aiction.
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Al3 2
NTRK1 | PCDH PEX7 POMG RAB23 RPGRI SGCB SLC25 | SLC4Al1 | STRC | TMC1 TSHB
15 NT1 PI1L Al5 1
OAT PDHA1l | PFKM | POR RAG1 RS1 SGCD SLC25 | SLC6A8 | SUCL | TMEM
A20 A2 216
OCRL PDHB PHGD | PPT1 RAG2 RTEL1 SGCG SLC26 | SLC7A7 | SUMF | TPO
H A2 1
OPA3 PEPD PIGN PREPL | RAPSN | SACS SGSH SLC26 | SLC7A9 | SURF
A3 1
OTC PET10 | PKHD | PROP1 | RARS2 | SAMD9 | SLC12 | SLC26 | SMARC | TAT XPC
0 1 A3 A4 AL1
PAH PEX1 PLA2G | PRPS1 RDH12 | SAMHD | SLC12 SMN1 VPS53 | ZFYVE
6 1 A6 26

A genetic variant that causes, incré o an individual’s disease or

Pathogenic disorder.

Likely pathogenic A genetic variant is most likely responsible
additional scientific evidence.to be certain.

31 causing disease or disorder, but need

Variant of uncertain
significance (VUS)

the development of disease or disorder and
confirm or refute a disease association or the

Likely benign

Benign > / responsible for a disease or disorder.

VARIANT CALLING

SNV/indels

Using database population frequency estimates, when the criterion for BA1 is met and PVS1 and PS1 are not, the variant will be
classified as “predicted to be benign.”

Finally, if all criteria are not achieved or found true for both PVS1\PS1 and BAL, the variant will be classified as a variant of
unknown significance (VOUS).

Copy Number Variant (CNV) analysis

A read depth-based copy number analysis is used to analyze the amplicons targeting coding regions of the genes, as well as
selected intergenic and intronic regions. CNV deletions will be classified *“predicted to be likely pathogenic* and duplications
If Tesaneesikéssidedabsriab) Sr Uhexpertisd, biieakpziatvide dotgacsietationhel Cubi raegeapenasniadiatiby Jeniposgiias ettt lection.
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determined, but are estimated from copy number analysis. Copy number calling requires three or more &
algorithmic sensitivity to the single exon-level CNVs can be dependent on the coverage of the neighboring
proximity, and the size of the CNV event. Given the algorithmic requirements, a 1 kilobase CNV deletio
genes (30 targets) could potentially be detected in a single coding region segment with the exceptio
SLC3A1 (CDS9); PREPL (CDS2); NEB (CDS74,82-85,91-93,98-101,160); VPS13A (CDS74); FA
(CDS11,42); PAH (CDS1,10); GALC (CDS1); HEXA (CDS1); CLN3 (CDS7); ITGB3 (CDS15)
(CDS1, 8, 18, 26, 66, 83, 85); GLA (CDS4) Copy number event and variant analysis will be
GJB2 and GJBS6, in the case of one parent with GJB2 mutation and one parent with GJB6 de
is issued. Genes that have closely related pseudogenes, highly related paralogues, or other ;
addressed by different analysis methods (see special case gene analysis). Special algori i gfeCt variants in SMIN1,
CYP21A2, HBA1/2, GBA.

or the genes
a risk state warning

REPORTING VARIANTS or PRIORITIZATION

Variants are annotated using ClinVar and user-defined databe assified according to the standards and
guidelines for sequence variant interpretation established by the A ant classifications are pathogenic and
likely pathogenic. Reporting of VOUS is user-determined. LikelygB€nign and benign variants are not reported. It is
recommended to include user-defined variant reporting information in th comment section of the report.

All results must always be interpreted in the context of f ncestral, and disease data.

DISCLAIMER

material provided to GENEVOLVE by a physician, clinical institute or
r biochemical testing itself is based on the highest and most current
few cases genetic or biochemical tests may not show the correct result, e.g.
because of the quality of the a Partner to GENEVOLVE or in cases where any test provided by
GENEVOLVE fails for unfor reasons that cannot be influenced by GENEVOLVE in advance. In such
cases, GENEVOLVE shall n ibleq@nd/or liable for the incomplete, potentially misleading or even wrong result of
i ENEVOLVE in advance.

Any preparation and processing of a samp

scientific and analytical standards. Ho

used for detection of complex genetic events such as inversions, translocations and for analysis of
dltlon due to technology limitations, certain regions may be either not or poorly covered. In these regions
be confidently detected. Extremely low coverage calls are expected to be artifacts based on our extensive
d consequently are not considered during the analysis. Misinterpretation of results may occur if the provided
is inaccurate and/or incomplete. If the obtained genetic results do not concur with the clinical findings, additional
testing should be considered.

The information provided in this report was collected from various sources that we believe to be reliable and quality control
procedures have been put in place to ensure the information provided is as accurate, comprehensive, and current as possible. The
information provided should only be utilized as a guide or aid and the decision to select any therapy option based on the
information reported here resides solely with the discretion of the treating physician. Patient care and treatment decisions should
only be made by the physician after taking into account all relevant information available including but not limited to the
patient’s condition, family history, findings upon examination, results of other diagnostic tests, and the current standards of care.
This report should only be used as an aid and the physician should employ clinical judgment in arriving at any decision for
patient care or treatment.

If Test results are alarming or unexpected, client is advised to contact the Customer Care immediately for possible remedial action.
Tel: 011-4988-5050, Fax: +91-11-2788-2134, E-mail: customer.care@lalpathlabs.com
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RAW DATA

A table with additional variant filtering details can be provided with the raw data (if requested).

Dr Vamshi Krishna Thamtam Dr Richa Nathani
MCI-17-25915 DMC-18-83614
MBBS, MD Pathology

DipRCPath, UK (Molecular Genetics)

Fellowship, Tata Medical Center

National Head — Genomics & Clinical Cytogenomics
National Reference Laboratory

Dr Lal PathLabs Ltd

delivery may be delayed due to un
derivation of exact value. Kindly su

convenience is regretted .[JCertain tests may require further testing at additional cost for
hours post reporting. [1Test results may show interlaboratory variations .[1The Courts/Forum at

physical signature.
(#) Sample drawn from outsi
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