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Kalawati Saran Children's Hospital, New Delhi

Department of Biochemistry

Sample Id 22 Dato 15-07-2024 11:42:
UHID / CR No. e e
Name
Last namo -
Test Name Result Units Normal Range Low/High/Normal
Urea : i 17 mag/dL 15 - 45 Normal
Crgannﬁne 3 OB ma/dL 0.59 - 145 LOw
Uric A«.\:#d 3.7 ma/dL 24.75 Normal
Bilirubin Total 0.18 mag/dL 0.30-1.20 Low
Bilirubin Direct 014 mag/dL 0.00 DI 40 Normal
:LS-LFGDT 63 UL 5.40 I' High
GPT 15 un 5-135 ' Normal
Alkaline Phosphata 114 uiL 25-125 Normal
Calcium 86 mg/dL B.1-10.4 Normal
Phosphorus 38 mag/dL 28-45 Narmal
C-Reactive Protein  5.24 mg/L 0.00 - 7.00 Normal
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CORE DIAGNOSTICS I—

Patient Name . Ms. AVARTIKA
hem a CORE Age,r;:aafSeu : 1 Year / ;rgmave
Hospital Name-1 + KSCH, Delhi
Physician Name : DR.MUKESH
Registration On + 15-Jul-2024 18:36
Collection On : 15-Jul-2024 06:30
Reported On : 20-Jul-2024 19:34
Process AT : CORE-Gurugram
MC-2256 Ref ID :
sample Type : peripheral Blood

Report Status Final

| UNIQUE PATIENT ID : 109821

AML Multiplex Basic (BCR - ABL, PML RaRa, AML ETO, INV 16, NPM1, FLT3, KIT)

SPECIMEN INFORMATION

Peripheral Blood

CLINICAL HISTORY

NOT PROVIDED.

METHODOLOGY
Real Time Polymerase Chain Reaction + Gel electrophoresis

GENES COVERED CHROMOSOMAL ALTERATION
PML - RARA t(15;17)(q24.1;q21.1) Not Detected
AML1-ETO t(8;21)(q22;q22) Not Detected
CBFB-MYH11 inv(16)(p13;q22) Not Detected
BCR-ABL1 t(9;22)(q34:q11) (Major) Not Detected
BCR-ABL1 t(9;22)(g34:q11) (Minor) Not Detected

GENES COVERED ALLELE STATUS
FLT3-ITD* wild Type Not Detected
FLT3-TKD (D835Y/1836) Wild Type Not Detected
NPM1 Wild Type Not Detected
c-KIT (Exon 17) Wild Type Not Detected

TEST ATTRIBUTES

4 CAP o %7:" i

ACCREDITED Dr. Shivani Sharma Dr. Rahul Katara Dr.Sanjay Kumar
iflfjﬁi};{;:‘.mhmtﬁuHnm.’}IGGISTS DCP, DNB, DiDRCPEth.
Res-pN i 1190?4 Ph.D. Ph.D
A [s] =
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CORE DIAGNOSTICS®

hemaCORE

Case ID

Patient Name
Age/DOB/Sex
Hospital Name-1
Physician Name
Registration On
Collection On
Reported On
Process AT

Ref 1D

UNIQUE PATIENT ID : 109821

Sample Type
Report Status

: 24030000410

: Ms. AVARTIKA

: 1Year / f Female
: KSCH, Delhi

: DR.IMUKESH

: 15-1ul-2024 18:36
1 15-Jul-2024 06:30
: 20-Jul-2024 19:34

: CORE-Gurugram

: Paripheral Blood
: Final

= Qualitative analysis performed through Real Time PCR
¢ FLT3- ITD detection through RT-PCR followed by Gel Electrophoresis®

Disclaimer: This test is performed using in-house developed assay for AML Multiplex Panel. The assay is designed to perform the
reactions at the specified analytical sensitivity given that the template DNA is not heavily fragmented and does not contain materials

that could inhibit the amplification reaction.

TEST ATTRIBUTES

LIST OF DETECTABLE VARIANTS AND LIMIT OF DETECTION

COMPONENTS

VARIANT DETECTED

LIMIT OF DETECTION (LOD)

PML RARA

BCR1, BCRZ, BCR3

AML1-ETO {£(8;21) (q22;922)} &

RUNX1-RUNX1T1

LOD is equal to 10 copies of fusion

CBFB-MYH11 {inv (16) (p13;q22)}

Type A, E, D

transcript per PCR

BCR ABL1

E13a2 & el4a2 (P210), ela2 (p190)

FLT3 Internal Tandem Duplication
(ITD) & Tyrosine kinase domain

TKD(D835), ITD

is equal to 2% mutant alleles in

background of 98% wild type alleles

(TKD)
NPM1 Type A,B,D
C-KIT D816V

COMMENTS

PML RARA

/ or ATO

* Acute promyelocytic leukemia (APL) is a particularly aggressive subtype of AML,
comprising approximately 10% of AML cases

* The translocation of the PML gene on chromosome 15 to the RARA gene on
chromosome 17 [ie, t(15;17)(q24.1;921.1)] produces a PML-RARA fusion gene

* Based on PML breakpoint location, the PML RARA transcripts subtype breakpoint
cluster region (BCR)— BCR 1, BCR 2 (long transcript) BCR 3(Short Transcript type) may
be formed

* For diagnostic identification of PML RARA in cases of Acute Promyelocytic Leukemia

* To assess molecular resistance & predict response to treatments containing ATRA and

AML1- ETO .

CAP

COHLEGE of AMERI_AN PATHOLDGISTS

AUAD-20102 58

AML1 (RUNX1 - Runt related Transcription Factor 1) is fused with ETO (RUNX1T1) in
the t(8;21)(q21;22) translocation
* The AML1-ETO fusion transcription factor is generated by the t(8;21) translocation,
which is present in approximately 4%-12% of adult and 12%-30% of pediatric acute

hinsoreh

Dr. Shivani Sharma
DCP, DNB, DipRCPath.

Reg. No. 1906
Page 2ol 4

Ph.D.

G-

Dr. Rahul Katara

Dr.Sanjay Kumar

Ph.D
CORE DIAGNOSTICS”
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CORE DIAGNOSTICS™

hemaCORE

Case 1D : 24030000410
Patient Name . Ms. AVARTIKA
Age/DOB/Sex . 1Year /[ Female
Hospital Name-1 . KSCH, Delhi
Physician Name : DR.MUKESH

: 15-Jul-2024 18:36
: 15-Jul-2024 06:30
: 20-Jul-2024 19:34
. CORE-Gurugram

Registration On
Collection On
Reported On
Process AT

Ref 1D

UNIQUE PATIENT ID : 109821

: Peripheral Blood
Report Status : Final

Sample Type

myeloid leukemia (AML) patients

The (8;21) translocation is associated with about 40% of cases of M2 AML with karyotypic
abnormalities and represents the most frequent chromosomal anomaly in leukemia (18-20%)
For prognostic evaluation - Presence of this translocation is associated with a

favorable prognaosis

CBFB- MYH11

The fusion gene CBFB/MYH11 results from a pericentric inversion of chromosome 16,
inv(16)(p13.1g22), or less commonly from a t(16;16)(p13.1;q22)

This rearrangement is found in 6-8% of adult de novo AML cases and associated with
favorable prognosis

For diagnostic identification of AML having marphological, immmunophenotypic or
clinical features strongly suggestive of M4eo FAB subtype

BCR ABL

The Philadelphia chromosome, carresponding to the BCR ABL1 rearrangement, is found in 0.5-3 % of all
acute myelogenous leukemia

BCR-ABL-positive acute myeloid leukemia (AML) is a rare subtype of AML that is now included as a
provisional entity in the 2016 revised WHO classification of myeloid malignancies

AML with BCR-ABL1 rearrangement is a rare de-novo AML that may benefit from therapies that entail
tyrosine kinase inhibitors

The most common BCR-ABL transcripts (p190 and p210) are nearly equally distributed. The prognosis
of BCR-ABL+ AML seems to depend on the cytogenetic and/or molecular background rather than on
BCR-ABL itself

NPM1

Isolated NPM1 mutation, which localizes to the cytoplasm, confers a higher complete
response (CR) rate and improved event-free survival (EFS) and OS compared with
patients who are NK-AML and wild-

type NPM1, resulting in outcomes similar to patients with favorable cytogenetics (eg,
CBF AML)Mutated NPM1 is associated with favorable prognosis without FLT3-ITD or
with the low allelic ratio of FLT3-ITD

FLT3

CAP

ACCREDITED

COLLEGE of AMERICAN PATHOLOGISTS

AU-ID

FLT3-ITD(internal tandem Duplication) mutations occur in approximately 30% of cases
and FLT3-TKD (tyrosine kinase domain) mutations in approximately 10% of patients
Negative prognostic influence of FLT3-ITD in patients with AML, resulting in shorter
remission durations (eg, decreased disease-free survival [DFS] in patients with a CR

w
( . A — .
7 e 0
=

- —
Dr. Shivani Sharma Dr. Rahul Katara Dr.Sanjay Kumar
DCP, DNB, DipRCPath.
! .D. Ph.D
Reg. No. 1506 PR i
Page 3 of 4 CORE DIAGNOSTICS®
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CORE DIAGNOSTICS®

Case ID . 24030000410
= Patient Name : Ms. AVARTIKA
hema CORE Age/DOB/Sex . 1Year [ [ Female
Hospital Name-1 : KSCH, Delhi
Physician Name : DR.MUKESH

UNIQUE PATIENT ID : 109821

Registration On

Collaction On

: 15-Jul-2024 18:36
+ 15-Jul-2024 06:30

Reported On » 20-Jul-2024 19:34
Process AT : CORE-Gurugram
Ref 1D :

Sample Type . Peripheral Blood

Report Status

: Final

and poorer survival outcomes compared with patients who have wild-type FLT3
* The FLT3-TKD mutations predominantly occur independently of FLT3-ITD, and most
frequently involve mutations in the D835 residue of a TKD

KIT

¢ KIT mutations have been reported in approximately 20% of patients with CBF AML
+ KIT is a receptor tyrosine kinase involved in proliferation, differentiation, and survival

* The presence of KIT mutations in core binding factor leukemia is generally accepted to
be associated with a worse prognosis.

* National Comprehensive Cancer Network, Inc. 2018, Version 2.2018, 08/01/18

* Heim S, Mitelman F. Cancer Cytogenetics. 3. Hoboken, New Jersey: Wiley-Blackwell Publishers; 2009.
« Troussard X, Rimokh R, Valensi F, Leboeuf D, Fenneteau O, Guitard AM, et al. Heterogeneity of t(1;19)(g23;p13) acute
leukemias. French Haematological Cytology Group. Br ] Haematol. 1995;89(3):516-26. doi: 10.1111/j.1365-

2141.1995.tb08357.

* Hunger SP, Sun T, Boswell AF, Carroll Al, McGavran L. Hyperdiploidy and E2A-PBX1 fusion in an adult with t(1;19) + acute
lymphoblastic leukemia: case report and review of the literature. Genes Chromosomes Cancer. 1997;20(4):392-8.

# Fears S, Vignon C, Bohlander SK, Smith S, Rowley JD and Nucifora G. (1996). Genes Chromosomes Cancer, 17, 127-135.

* Heerema NA, Palmer CG, Baehner RL: Karyotypic and clinical findings in a consecutive series of children with acute
lymphocytic leukemia. Cancer Genet Cytogenet 17:165,1985.

* Reaman GH, Sposto R, Sensel MG, Lange BJ, Feusner J, Heerema N, Leonard M, Sather HN, Pendergrass T, Johnstone H,

O’Brien

= R, Steinherz P, Zeltzer P, Gaynon P, Trigg M, Uckun FM: Treatment outcome and prognostic factors for infants with acute
lymphoblastic leukemia treated on consecutive trials of the Children’s Cancer Group. J Clin Oncol 1998 (in press).

= Pui CH, Frankel LS, Carroll AJ, Raimondi SC, Shuster J1, Head DR, Crist WM, Land VJ, Pullen DJ, Steuber CP: Clinical
characteristics and treatment outcome of childhood acute lymphoblastic leukemia with the t(4;11)(q21,923): A collaborative

study of 40 cases. Blood 77:440, 1991
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