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&R Code for

report werihication ‘

Cose D  : 2200120667 Sample Type : EDTA PERIPHERAL BLOOD i
NKame - LHINTU PASWAN (CCT) Date & Time Collected : 29-Jun-2022 11:00 AM

Sex/Age @ Male/4 Years Date & Time Received : 02-Jul-2022 04:32 PM

8a ioc : AIIMS 1, Delhi [C/o Santosh) Date & Time Reported: 27-Jul-2022 11:39 AM

Ref. By b

S 2tsgen

“Glinical Indication
Leukocyte adhesion defect type-1

Positive
{Chmically significant variants detected related to the clinical phefotype)

fargeted mutation analysis of reporter variant in pare

ITGB2 Intron 8 €994-1G>C} 0MozZygous Autosomal
NM_0002115 (Splice Acce Recessive

Pathogenic

“Genetic test results are reported based on @he recommendations of American College of Medical Genetics

n deficiency (AR-116920)
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rcport.
If the collection date was not stated in the Test Requisition Form, the samqavill W printed
™ L0 > T . ." : . ‘
- - y asterisks are excluded from the * * of N@BL aCcredited tests.
cnu )

i

ITIONS OF REPORTING
It is pr -«--: ed | en belongs to the patient named or identified in the test request

In case of ¢ men(s), which are referred to S. N. Genelab, Surat from a referral
centre, it 1S pre that patient demographics are verified and confirmed at the point of
generation of the said specimen(s).

A test requested might fiot be performed for the following reasons:

e Specimen quantity insufficient (inadequate collection / spillage in transit)

. Specimen-‘qm‘-iifsf*tmacceptabic. (Collected in improper container)

A test requested might yield “INVALID RESULTS" for various technical reasg
response will appear against the test name followed by a detailed comment at tge 4

Some tests are’ ed to other laboratories to provide a wi atients.

Tests are performed as per the test schedule given in the te isting In unforeseen
cireumstances (non-availability of kits, instrument breakdown & natur calamities) tests may
not be reported as per schedule. S. N. Genelab will ens the delay is minimized.

This report is not valid for medico-legal purposes.
Neither S. N. Genelab nor its Doctors and techns
for any loss or damage of any nature whats
person as a result of use of the report.
Isolated laboratory investigations 1
in arriving at a diagnosis in ¢

investigations.

PCR is a technique used to ggplify Wesimber of copies of a specific region of DNA, in
order to produce enough DN to be adequately tested. Using specific primers, mutations in
B- globin gene are delgaig ARMS PCR. Cumently available data indicate that the
technical error rate forg w = NA analysis is approximately 0.5%,

Karyotyping IS dei .togcnelic technique that analyses metaphase chromosome
spreads obtainedffrom giMtired cells. All genetic abnormalities like single gene / polygenic
disorders, Mg , subtle rearrangements and low grade mosaicism cannot be ruled
1agnos

microdeletions, translocations etc.) using specific commercially
WA probes. However, only probe-specific defects get identified. Very small

ons, point mutations or other genetic etiologies cannot be detected by FISH.

B.x of the fetus will not be revealed as per the Prenatal diagnostic Techniques

lation and Prevention of Misuse) Act 1994

Any query from the referring doctor perfaining to this report shall be directed to S. N,

Genelab. Surat.

sta me any liability, responsibility
may be incurred or suffered by any

e final diagnosis of a disease. They help
clinical presentation and other related

tic tool for a mpid and precise identification of chromosomal

A Reference Lab In Molecular
GENETIC Diseases




Case 10 2200120667 ' ~ Sample Type  : EDTA PERIPHERAL BLOOD
= - Date & Time Collected : 29-Jun-2022 11:00 AM
: Male/4 Years Date & Time Received : 02-Jul-2022 04:32 PM
AlIMS 1, Delhi (Cfo Santosh) Date & Time Reported: 27-Jul-2022 11:39 AM

I S4IMpie snows lh.-;.'.-u,’.',--

ygous variant in intron § 07 g8ge LHEB2. A "G” to "C" substitution was
> position 9%4-1. This variant mutates a Splice-acceptor sequence, but is predicted to
ne, reswiting in in-frame exon sKipgpings

1G> has been previously cld8sified as Bikely pathogenic in ClinVar (Variation [D 1339025 as

spect to Leukocyte adheSiga defiffency 1. The ¢.994-1G>C variant is a loss of function

ne ITGBEZ, which is intolergiht of Loss of Function variants

int is observetl ig”1 480,782 (0.0032%) alleles from individuals of gnomAD South Asian

gnomAD All MRS Naciagt occurs in no individuals in a homozygous genotype state. The
194-1G>C variant is novel (@ot in My individuals) in 1kG AlL

Fhiis gene encodesgan 1Verin beta chain, which combines with multiple different alpha chains to form different
theterofimegP@Int®erins are integral cell-surface proteins that participate in cell adhesion as well as
Fsugie@medigted signalling. The encoded protein plays an important role in immune response and defects
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CaselD  : 2200120667 » ~ sample Type . EDTA PERIPHERAL BLOOD
Name : - CHINTU PASWAN (cCT) Date & Time Collected : 29-Jun-2022 11:00 AM
Sex/Age Male/4 Years Date & Time Received : 0Z-Jul-2022 04:32 PM
8ill. Loc AlimiS 1, Delhi {C/o Santosh) Date & Time Reported: 27-Jul-2022 11:39 AM
s, Sy 2
i gl
s gene Cause leukocyte adhesion deficiency. Alternative splicing results in multiple transcript yagi:

ALD,ACPS, ADA, ADAZ, ADAR, AICDA, AIRE, AK2, AP3B1, ARPC1 B, ATM, ATP6AP1, B2
WK, C1QA, CIQB, C1QC, CIR, €18, €2, €3, C4A, C4B, C5, C6, C7, C8A, C8B,
ARMILZ, CASP10, CASPS, CCBEL, CD19, CD27, CD3D, CD3E, CD3G, CD40, C )4
LD79A, CD798, CDCA7, CEBPE, CFD, CFH, CFl, CFP, CHD7, CIITA. CLPB, COPANBORO1APCSF2RA, CSFZRB,
LSEIR CTLA4, CTPST, CTSC, CXCR4, CYBA, CYBB, DCLRE1B, DCLRELC, DKC1, DNAJE21, DNASE2, DNMT3B,
DOCK2, DOCKS, ELANE, EPGS, ERCC6L2, EXTL3, F12, FADD, FAS, FASLG, FAT4, FERMT3, FOXN1, FOXP3,
LOPLI. GOPD, GATAL, GATAZ, GFI1, GINS1, HAX1, HELLS, HPS1, HPS S6, HTRA2, I1COS, IFIH1, IFNGR1,
(FINGRZ, IGHM, IGLL1, IKBKB, IKBKG, IKZF1, IL10, IL10RA, IL1ORB, 2RB1, IL17RA, IL17RC, IL1RN,
W2IRILZRA, ILZRG, IL36RN, IL7R, INO8O, IRAK4, IRFS, I1SG15, . ITK, JAGN1, JAK3, LAMTORZ,
VILLCK LIGA, LPINZ, LRBA, LYST, MAGT1, MALT1, MAP3K1! S MLFV, MOGS, MSN, MTHFD1, MVK,
AYDBE, MYOSB, MYSM1, NBN, NCF1, NCF2, NCF4, NFKB1 ' \FKBIA, NHEJ1, NHP2, NLRC4, NLRP12, |
VLIP3, NOD2, NSMCE3, ORALL, OTULIN, PARN, PEPD, P
PRFL, PRKCD, PRKDC, PSMBS, PSTPIPL, PTPRC 27R,
HEXAP, RIPK1, RMRP, RNASEHZA, RNASEH2BARNASEH2C,
SERPING1, SGPL1, SH2D1A, SKIV2L, SLC29A3RSL
SPPLZA, STATL, STAT2, STAT3, STATSB, STIMY
'CAM1, TLR3, TMC6, TMC8, TNFAIP3, L
UNC13D. UNC93B1, UNG, USB1, VPS13R
3D ). BCL11B, BLOC1S6, CD24 7
FTR, CIB1, COL7AL CR2. CTC1
GIMAPS, GUCY2C, HAVCRZ, IFNA
IVNSIABP, KRAS, LIG1, MBL2 4#9E
PAX1, PIK3CG, PLG, PMS2.
PSMBY, PTEN, PTPN2, i
SEC61A1, SLC39A7, SLE

 JBLM, BLNK,
. CARD 14, CARDY,
CD55, CD59, €D70,

"168, RORC, RPSA, RTEL1, SAMHD1, SBDS, |
LC37A4, SLC46A1, SMARCALL, SP110, SPINKS,
STX11, STXBPZ, TAP1, TAP2, TBK1, TCF3, TCNZ,
+ TPP2, TRAC, TREX1, TRNTI, TTC37, TTC7A, TYKZ,
'S45, WAS, WIPF1, XIAP, ZAP70, ZBTB24, ADAM17, ALPI, AP1S3,
D4, CD81, CDBA, CDC42, CFB, CFHR1, CFHR3, CFHR4, CFHRS,
DEWS, DNASELL3, EFL1, ERBIN, FCGR3A, FCHO1, NIP1, FPRI, |
L17F, 1L21, IL2RB, IL6R, IL6ST, IPOS, IRF3, IRF7, IRF9, ITPKB, |
L , NCKAP1L, NCSTN, NFE2L2, NLRP1, NOP10, NPC1, NRAS, 0AS1,
QPOLE, POLR3A, POLR3C, PRIM1, PSENEN, PSMA3, PSMB10, PSMB4,
. RECQL4, RELA, RHOH, RNF31, RNU7-1, SAMD9, SAMD9L, SASH3, |
LIAS, SMARCD2, SNORA31, SOCS1, SPI1, SRP54, STXBP3, SYK, TAPBP, TBX1, |
GBB1, TINF2, TLR7, TNFRSF11A, TNFRSF13C, TN FRSF9, TOP2B, TRAF3IP2, |
TRIMZZ, USP18, ], P'341, ZNFX1, ABI3, ACTH, APOLL, ARHGAP42, ARHGEF1, ATGAA, BRCAL, BRCAZ,
CuG, CD28, CFl 7, CNBP, COLEC11, CSF2, CTNNBLI, CXCRZ, ELF4, EPCAM, ERCCZ, ERCC3, ERCC4,

‘ANCM, FBEL, FBRS, FCGRIA, FCGR2A, FCGRZB, FCGR3B, FCGRT, FCN3, FERMTI,
ADL, GIMAPG, GIFZH5, HMOX1, HS38T6, HYOUL, ICOSLG, IFNAR2, IFNG, IGHG2, |
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QR Code for
report verification

CaselD  : 2200120667 sample Type : EDTA PERIPHERAL BLOOD
Name - - CHINTU PASWAN (CCT) Date & Time Collected : 29-Jun-2022 11:00 AM
SexjAge : Nigle/s Years Date & Time Received : 02-jul-2022 04:32 PM
Ball. Loc AlS 1, Delhi {Co Santosh) Date & Time Reported: 27-Jul-2022 11:39 AM

»
net. By

Ings Sta0n

{KZF3, IL1ZRB2Z, IL17A, 1IL18, IL18BP, 1122, IL23A, [LZ3R |L31RA IL37, IL6, IRAK1, iRI ZBPZ IRF*
AK], KDMGA, KMTZA, KMTZD, LCP2, LRRC32, LRRCBA, LSM11, LYZ, MAP1LC3B2, MAPKS, N

MUMIU, MEDISL MICA, MFPL MR1, MRE11, M54A1, MSH6, MTPAP, MYOF, NBAS, NFATS, NG
abll, O5TMI, PARPIL, PDCDI, PLEKHM1, POLDZ, POLEZ, POLR3F, POUZAF1, PSEN],
RADSO, RANBPZ, REL, RELB, RELN, RET, RGS10, RHOG, RNU4ATAC, SAMD3, SARK
SH3KBP1, SLC13A4, SNX10, STAT4, STATSA, STN1, TBX21, TCIRG1, TGFBR1, 3 RM’ TLRS, |
ENFRSFL3E, TNFRSF4, TNFSELL, TNFSF12, TNFSF13, TNIP1, TOMI1, TR n IS ; GCP3, UBAT,

UNCL19, WRAPS3, ZC3HCL, ZFP36, ZNIF34.

A change in a gene. This could be dlsease ca
(benign).

Benign A variant which is very likely to contr‘:b to : eiupmenl of Lin.ea:,e huwever, the
scientific evidence is currently in
evidence is expected Lo confirm thig

Pathogenicity.

Likely Benign A variant which is know sible for disease has been detected. Generally
no lurther action is war h variants when detected.

Pathogenic A disease causing varia e which can explain the patient's symptoms has

heen detected. This usually

Likely A variant wh:ch is'wery likely to contribute to the development ol disease however, the
Pathogenic scientific e ;
ewdencL is to conlirm this assertion of pathogenicity.

etected, but it is difficult to classify it as either pathogenic (disease
n [non-disease causing) based on current available scientific evidence.
g ol the patient or family members as recommended by your clinician
ed. It is probable that their significance can be assessed only with time,
availability of scientific evidence,

Variant ol
Uncertain
Significance I

g is advised for interpretation on the consequences of the variant(s).
feonlirming the presence of these variants by Sanger Sequencing.
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UR Code ior

eport verification

Case ID 2200120667 B 090 sk : EDTA PERIPHERAL BLOOD
Name : - CHINTU PASWAN (CCT) Date & Time Collected : 29-Jun-2022 11:00 AM
Sex/Age Male/4 Years Date & Time Received : 02-Jul-2022 04:32 PMm
Bdl. Loc Allrds 1, Dethi (C/o Santosh) Date & Time Reported : 27-Jul-2022 11:39 AM
*
. s3lion analysis of the vanant by Sanger sequencing is recommended in affected ,-'nemher'x
7 of the [amily. y '
¢ lheresulls should be interpreted in the context of the patient’s medical evaluation, familylisiegfand

racial/ethnic background. Please note that variant classification and/or interpretation ay changgh
Lume il more information available, Re-interpretation of multi gene next generation 'eqN '3'
recommended on an annual basis and may be requested by a medical provider. ,A§

* Farquestions about this report, or for assistance in locating nearby genetiglouqsllin Mee?ices, please
vntact the Laboratory: contact@sngenelab.com.

* Hresulls oblained do not match the clinical lindings, additional Luslmgé-hdlqg be coMidered as per

lernng clinician’s recommendation. 4%

1dg CVS, Cord Blood or any other

«  Gene UNA isolated from Peripheral Blood, Saliva, Amniof
‘ardd source is used for NGS Library preparation. 4 \ W

* 1he hbraries were sequenced to mean >85-100X coverag®n Illumina sequencing platform. We follow

' esl pracuces lramework for idell[ilicatiutwm‘iéﬁﬁ in the sample. The sequences obtained |

luman relerence genome(lg19). )

relevant mulalions were annola l#%g pugislgd‘ variants in literature and a set of diseases

&

ihases. Lommon variants are filteredfibased ongallele frequency in 1000Genome, ExAC, gnomAD,
. us variants effect is mh;uiw Usig multiple algorithms such as PolyPhen-2, SIFT,

lutation Taster.

* Unly non-synonymous and spliceqite variants found in the exome panel were used for clinical
interpretation.

= Silent variations that do not re y ®hange in amino acid in the coding region are not reported.

_dm‘s not sequence all bases in a human genome, not all variants have

et and this report is limited only to variants with evidence for causing or
contributing to digkase /Mmical details provided to SN Gene Lab Pvt Ltd.

s Certam pencsgmay nel be covered completely and few mutations could be missed. Variants not detected
by the assaf maMmpdet the phenotype.

o Trightere pEagdt x g sions, translocations, large deletion or duplications and large copy number events
2 cury t% Appreliably detected by next generation sequencing,

LY

N y "
N 2
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QR Code for
report verification -
CaseID  : 2200120667 Sample Type : EDTA PERIPHERAL BLOOD .
[ Name ¢ - CHINTU PASWAN (CCT) Date & Time Collected : 29-Jun-2022 11:00 AM
Sex/Age : Male/d Years Date & Time Received : 02-Jul-2022 04:32 PMm
Bill. Loc.  : AIIMS 1. Delhi (/o Santosh) Date & Time Reported: 27-)ul-2022 11:33 Am
Ref. By - 2

Indication

* This assay is not meant to IRterrogate most promoter regions, deep intronic regions, or otheg
elements, other gene fearrangements like inversion or translocation and does not detect siifle ilti- ¢
exon deletions or duplications. «
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