GaNIUB af)dBMVIo M IMBMUT63 (WES) - GRIUN 1 UBH0)0
)S306N1683U3H6)0 CAUME] MRQINIHNT® MDNBaNB@ERHNT )

G003 af)BHGM0 M108MUN6SE (WES) M B30 1288 NNI6EBRE0 MIIIEM@IW | WES 60N £ 2]
6B MIoUdWEBRESW)0 @R)TVGEAIHE | HIQWINIHN W 6303 HMBaNBEAHNE U1 @6 EDM).

MU @100  M1BD 12 1@1HMNMD  LIGHUHLIMBE N BHOUDEBRBIMTD
@M. BIB0I BHIVD 1210 23 GRIW] G(BHIBGRIBMVIMIH-UE O6NS. 630G
czolwlceiio em iMoo &80  MIMIa/I®IHHSI@d  mIm)
aloMIEIMIW] RIC1HNMMIAT. B0} NUIHM IS MM “LISHNIQ
Wlag)Bag) (DNA) 6)696N306N) GBHIDOM ORI af)2l0 GEHINEMIMYBHEI0
@) 2f1@1860M@).

M , A
1 N o ” % Gene
-\ '\\'\J 4 @J
) p 4 A
A /'/_ ‘ A Y | =
\\: — x | ] {é
R ]
’ ;/ | ) é
/ Z
Cell Chromosome DNA

2 1MBHU8 Wag)MBaf)@OS BINEERUE @M. MEIMES Wlaf)(Bag) @M
MONOS WAlPOMIM  WEIVIV AUSC2URSS M1 @BRU6BRUZ
B HIS}HNM®. 0D W af)Bag) MBEN121@1H0MD A, T, G, C af)0M MIEI
QAUIOIMPA0Q ML 1BWINOSWBUE S)H-06ME36M). DV alBIGMAEREYAS
(BN B9CI 2IMYBHEYESY0 M1BBRU6BRUE M 1@eN@ BN

MY IO Rl afeld 2IMeeio GldSIM  9MaldGalenond
HY1NRBS BINEEROSW0 BMIA 12} NI Cal@IAN) af)BHGTVI0. HOUWRHS
OMaldBMo MmoMes  EIEODM NN  WEIWIY (ISBaHE OISO
@YOUWIAOM. )M 1GIMIRN0 MEMES Waf)Baf)@IOS 1%-2% MI(OGCH
af)BHCM0 HENBINRHHWBE). @OEBROMAWEH; T3 2 1MH-S1M3 ©6N30NUMM
aflel QII@IOMEERUE MEMES WEIEODM MO0 AUSBUN  ENIIUIHN)0.
DOm0 LD QIMEBBOS ‘DRESAHUMBMY  ag)M ANSIHMMM). BlalS13
00l0G 1a{18)0M BINEERE M3 HANBONRMM (UM WIMEBRUZ @Y aBQMI0
IS8 2N B> @ROUMUOLUBHE) HHI0EMMAIDHIMD).




aD)OMI6M CaNIUB ag) G0 M InBulens (WES)?

aBHBRUD0 19,300 R IMYBHES MBHAMIW | BMIBEM 63(0) MVIBHLMD) 1HN1BLIEM)
GaNIUB  af)BBMI0  MIdbIMBUles. MIEREHS HYSIWIOE @IS 100
5)S0NI00NDD T3 HOMEISIN  LlHUMEBRUBHN) allMIeLl B iMInIQ
HO6Mo BEQIM) OSTWNHUE UPTWIo0 HeNRYal1S1H86008 MO 1HHIEM® IMI©@3
@ReM M1ERROS GUIBRM@ WES MIBERUTIHNMD. @) :ISIoeNIOn IMe0
ODWI1HON@3 1@ (o AMMILIIL6 1@ 10N BUdaHO BYSYI0ENIDTT 13 BEMICUMBIM
GINOED 1M al0MN@3 630 MM HIP6Mo OBENI a1 Mo 1HE3ECMIIUE
@em  WES  MBGRUIILM®D.  &OMOo  @RUMNDHEIO3  WES
DalBRIN(AIBMILYNUIME MVIWIM HSIM@ @M. WES u¥l a@) =2 1mleel
CloS1B  90alo1alen0m HYINRS8 EINERS1NRI 2N ME: MIQ6ERUZ
HNi1S1H0008  MVOUW B0, alfIGe]0Plo MIERROS GUIKMB &S IWNS
DOl MIHOSLN0/ BQ) BSIMIJ0NEERE1RN0 D HSAY MBGRUD G2 HNI0.
DONOUY] @OAUB B0} GRAVIEUOM M OB 1QE @YBEMI )M AMMY1LI0HINT
H1)o0.

aflel p1IenIoNSOH 03 ‘©mN3ELAINE@I0’ @RLONID ‘SIBHNQND ©SQYloUY @RLONID
‘BaNIBONY af)dHCMVI0" af)M) alOWESIM HISTY E2IPINUDYOMIENS. 80 AMNYaH S
BOINEERSNOW | eNIMLAA]S1@1H86)0M 5000-8000 2 1MIHH6)8 Mo RlHHU LA 1SIM
60} 6/SIRAM. MRA 21EMIA LM D) H)2IQPIMDE.



QB0 MO 1218 nNLI6BBSI6M WES @8 MMM (al@°)5:H1GH06NB D) ?

0@ 13 MM (@ 1BH 1 HHINUI HH6EMBDOMRNBHUE DNUOQISBOQIEN):

CaloM1 1] a0Rlo: @REOMIBLNMD GINo U2 (UIBO QS
@ROUMNWES BI6Mo @ 1@ 1218} af)(M@IEN.

MG 1NL: @REG@OAIHBNMD (AIMBOMAIQW 2N 1M MIQ0 B0MYo MEN
HONBOMIMWB  HFleomel am@moem.  aflel  (M9aN2l046638 103
2MOBHAIQOAIMY0 I 0@ MO 1D @ 1ML, aldh@o WES-O) @00)
HEENBOMIMT  HFlaom1SIal aM@mIaT) @o@MNo. MY  @OMUMNQ 03
MBS HRWIHOH@ 2MQ1BHM NIl el lnin/2m e 9alGRaloN]
HSYOB @ 1GUIWM BHUE M1BERUT G2 H6)0.

GO 1MO 63900 @ANBMVESE 10N an 180 MM (VUs): D@ 1M@@O0 GRINOo
NIOWle QLB QNS  @RAIMNQYAIW]T  AIMWESOMINRNM  630)
201 D000 BRORIH T3 QUL IWIMo HEEROD IR 1S10eNMEE: 180 M)
@EM@IBEMI GRINDD MBS WLNIB@A B-I06Mo af)(M) MNAMo §)alQIN3
MelN@3 @I HOSINNBUE Ml af)M@MIEN. 9D NLIOm M0
@R@MN0  alR@MAMIW]  ULEULOMILNMDIM  BISIOTE  al@1GUIWM
@OOUWIMIW]  QAUCMHN0. DO OMHNO1] MEBESs  2MId:
9l 0NN M1EERUBHH HSIO@3 NIEEBRUE M@IL-IM
HE1GTMHN)0.

D3NV IAWMOG3 6)8)a0MAW 1M (@MY 1HAIQ  HEEBODLRH-UB): DD
al@1BUOOIM  WIEIB0 Z1IMDHOS  RIGHUIA|SIM@ IMIT BRIV IS
@ROIMOQYAI ] NIMLA 20O 2M I NBEEREBRUZ BHeEN3MMIM@ 1)
MU MQRENE. HOUOQ BRYBHMY1HAIW (incidental) HEEBDDLRLUE af)M)
NN&18630M). OO0 (UL 1QIMEBRE 103 alRI® 1Mo 63®) ailds 1OV @O0
2l0lomeinnmoe  6020e]SIOMIMB 988 VIWI®  ©6N30W @ 166)00.
MBBRYOS MM GaNIN1@3 M168BU3 (AIBMIHAIW ] @REYMELO12)® 16)M
ONSBMM D@D OV HEOEROMENHUE OSSO HQIBE).
DO 1MBNUNE ] @R 1 M) BVSBHBMIW | (UM)0.



2mqQld HDeBdmulees Me N @RI L@ af)0)?

()-05q  Hvenduleflas: Meerud WES eSqY @ 106a6mmSIenm@ Im)  @ymi
MEBRROS  BUIBB/2M D EURIMN(M2EMMIAIBSE  HDN3MVIRNol] USHE
@R $0NURIA6M. MEBRBYOS GUIBMAIW] M lgO@IM HH00L683U3 2132
6)218QEN3MIEN:

1. WES-M &30) @0OUMNQAS HI06MEDMD @Heen3@moMEs MUIWIMeOQ alq]
@RO 100 @ 1GHHMNBMIAT).  @PIVIRUOT M HOMMIQ ML MIQo
HOEBOMING 212IGa]0U3 MMYHS) MOUe) 2jomyCUm@al.

2. @3 oM _IE1HONIM anLlo M16BREIOS/MEBBRRIAS S 1YOS aflds 1EHE)
(MVaNIQAIHIEAI?

3. M16BRUBHN0 MEBREBYINS HHISIENIMD IMYo DMMELIo HENZONUIOM UREMEBRUB
2)OMEI00 @6 ?

4. WES M dHiMIM@I0, B0} DMQIW aNllo RIEIHNOIIMSBS VIWIMWQY0
af)(@@I6M (BEININUMNHE @RMNVE 12f)o 9UBeelS 2 1M IMMIMNG 2o DM IM
M0Q6BRUB N@Yo) ?

5. WES 8001340 03M 100 ©U36)0SOMEBE (MW @QIGEeN30 ?

af) MI6M 2918 Svendaulenes Men (aldWaImio?

Cald-050Y  HYedmileilles  (016eJoBS @PINIQMIM GWaHo 988
Hendm1ees): E1WIW Galdy -6STY  BYedmuleiles @omIUIEIAIeEMAT)
6068303  A10oIMNBNRMOEH:06Ms OSQUIMON (01GI3S @OWaf) OIS
LOWNHMM@EL. MEBBRBYOS CUIBDBHN @ONUBIAS (AGDIH @OEYB@AM
[l 8500 V-0 @3 (UP1 NGBS BRW2IE)E0SIHNMMIW @ 1H6)0.

016949@S 2IC1H0NIINB af)SIHNIMMN NA®0 af) (MQIEN ?

@MW o IV BSIOD aNLIGBRUE MMTBBHIME BIMEBRUB al@INUUW] (A 1H6)o.
ABHHGBU00 8 BRYLHUBHNSBE 3 (V1Be]IBS MWWINIBHHENBTIIEN.



M1eaBR81as 2m @, NNNIEEBRUBHE nf)D MIocN1H0)0 ?

Mo 21emonley MRS 2M1Md: A/NU06ERUE BRZEMI® IO T3
MoBA 1236NUH0. 0D ANIEEERUE AMEEREBYNS HY 1T MOBHUIMDIAT) ag)(m)
DO(OAL! CAUNO @YDBHO0 BOM EIOEBHAIMHHQYo ML, aflel MIaN2l0 46638103
OO0 2N NUEBBRUE HAlIMIMMHNIW]T @ooU B MNIIMEBRU3HE)
OHISICHNMEINUD0. MIEBRUWBHH  MI@BROS  WIQ  @OOUUIRIQ]
QO 1HWINEMB T3 MEBBRRAS GGG (UF] B0) UBHOM MBS @O
@DUWIHAUSINRMDIAT. @O LIC1HNMDIMIQT 62101Q B0 O
EDDVSIHEMDIEN).

NP3 CaNIo) BHHINBOMVMO (MA@ Al (Do)

2 2716MIM 1@ GaNIUB af)B>EMVI0 M1 IMB3MU6BE 1M NG AIBHIM af)Lld
QULBO N HUBHN0  MNBBNIOAU)  BHHINBOMVMO  M@erUmL@IeM. M 163RUBH6)
cnuenz] MNEBREIAS EIE® (nl-6SQ) BHDem3milaNes MSomE:Qo M16eRE 13
MM wWEIVI® OIS ASIMEBs VMM  af)SYENB@)0
021Q15)06mss 103, mn  21emidlsm  mlergled Mo 6SqY
e alPIOOYMDIV]@NHN0. alOddH (VEIWIQ MVAAD)Al(@o  LIIM  OHD)
(M90ai103 Moo @M @PAUMAQ T3 M6BRS T3 QST A alQIM@E.

GENOMIECS

simplifying rare diseases

office@sumagenomics.in | www.sumagenomics.in




