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bod06m33@m30 b066333 30633@0[} 3odmb 308mdbggg0 333330@63@0

dyhoegool 330@33000@0080360 33e93° 36330303@0 3353@03360
@3[}@06360[} Qobos‘t_]éao@

36m3d¢ob dodmbomgo

m06033Q6m33 3(4:880803@0 83@08060, @ooso@gbomo 36m%0@od00 30[) o
33*3660@«)60[} agoooo@abobo ©o boasnéso@m 3633060@{]&)[5 336)883()[:0[5,
0bogoenemm®o 3930960l 39bghogne  030LgdYEgdgel  oogoemoliBobgol. gL
docogmdd, mogobmogoce gagndbgde 3530960l ggbghognto mogolgonégdgdol BoboliBoé
dgLBogemol, o3 goblLognmegdnem  8603369cmmosl  odgbl  olgmo 3969t snéo
Q0030Q36360b 303005383030, 6)0080060300, Soao@omoq), o3oo3ob32>0050 b08b0368860.
336300 3360 Q)oo3oq>06360 baoéoQ 303 330@63@ boboomlb 00068&) ©d 33[)06080[)0@,
33bod@mo 806333‘3@0 m;s-)bob 6068«)80@835@36[)0 o ‘30360’) 83008’ 8063333@

30050336 383%32’30 @oaoboboomgbgqm 8353003‘36)0 330030360 8353@3600@3[5.
Qoaoboboomgbg@o 8‘300(30360 8°6b° 3300(4)85000 bdooo 8806)3 300600[5860[)

338005333030. o3 033600835[) “founder effect”-L ‘35(\0@8586 o 030 blLboob, GHmI
39633990 gobmbomo B0bodrgolb obogoonydms doemBg dobgeoibmgobo $gmeggo0
dSGoQ)o o 590l 33@3&)@, domo y39emo 30003008030@0 3306063&)@ bo{]é)mm
Bobodotrmomgol  odoboliodmgdgemo  goBém  g39bghognee  dmemodméazeddgdol

30@06858@00.

Lotrdggg F0633em0L  300m  ogmgoligdosbo  LodLogbyéo  oogogdgdel  yggemedyg
39363990 MGIod  gaerm3emo  3m3moool  Joemgdl dméol. Bemoyfoc
Sbmogq)omao od b08b0360b QmoaGmbOoégbo b@gbo 1.300.000 doQ)ao, bm@m 450.000
Joemo omydgde. Lodobmggemmdo gémgbnemo dmbo3gdgdol dobgogoo 2014 Bgemb
Joemoms mb memmgoneo vgocmdol Lyéydhnésdo 3oéggem vgeemdg oym dydnb 300m
(3oBggbgdgemo 100.000 doemdg 52) (www.ncdc.ge/Handlers/GetFile.ashx?TD=9e2f4b53-
41bc-4585). dbememmee 2015 Bgemb Lotdgzg F06330m0L 308mb 2000-3cog dgdmnbggge
Qoogojboé@o (https://www.allnews.ge/.../150443), o33 033060@ Robl So(i)gbob

036@35800, obg &SI 6)30@360@ {]l’ 303335368@0 agbod@mo 6@0*360@ 4500-L
>gdohgdmeogLs (https://mkurnali.ge/onkologia/2944-sardzeve-jirkvlis-kibo.html).

Joemgddo  Lomsbemol  306dogemmdsdo  Lotrdggg $0633emol  308mb  gobgomotgdol
boHoaémsba 10%-L oioébabb, odgq)os Qoob@mgbom 10%-30 q:ooSOngo
9993306 gmdomo boliosmabss (The Cancer Genome Atlas Research Network 2011; The
Cancer Genome Atlas Network 2012). 3933300069™3000 q3méds nomégboce Lvdodos.
q)q)gol)ooo3ob BGmBoqmo, éHm3 boé:d;_mg 306)33@0[} Sobmb 806300006)360[} BRCA1 ©o
BRCA2 g9bg900L 3030980 1Byl bgeml oo 603 30dmb gobgomotrgool semdsmmds o3
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3969330 bo3mgbo Io3egdol Heddgs odm ocogdyemme. ddogegde BRCAT oo BRCA2
3969830 Lotdgag 06 33cmol 300mb 893330000gmd0mo ggmEdgdol yggemodg bdoo
3083300. 30336)0@ od 8353630 3800—3@8 8*3003000 6)38()[)06)06363@0, 8086)03 oaomaos
Qoo3oq>aboboo06 Sbmqamq) 806333‘3@0, aoq)oqm Lobdo&oon 60300360 8‘3@0808500
Sbm306gonmo. 3ogoemomsm, 93396080 gddogemgdde ggbgogos Loédggg o6 33cmob
300mboob o 303d06gdyemo Lodo dyhogoo (BRCAL c¢.68_69delAG, ¢.5266dupC coo
BRCA2 ¢.5946delT), G&m3qemo3 999c0396L ygg9ems 93 000350g30Lmmob oo 3033069070
SUOOBOSBOB 98-99%-Us. 33[}06030[50@, o9 335030 866)03@3530 o3 ULodo SUO°B°°b
13060(hglo  o393330006900L dgdmbgggolionob ggodal Logdg o 93 gocgdmgdocosb
808003@0606)8, od 385030 866)03@8501500030[) o3 830030360[} b3(4>05068o q)q)ab
5333@866030 3@050336)0 36od00300. @o@3ob 30033@0(300[)00030[5 BRCA1 836°b
™o Iyhogos (c.5266dupCeooc.4035delA) dgocggbl yggems vdmzbmdocmo o300l
80% -8g dghl. ogobgemol dmbobemgmosde 30 (3939t ydoges (6 BRCAT  gg96do oo7
BRCA2 ggbdo) 389000396l yggemo  o3mgbmdoemo  dhopool  dotomo  dobob
(cooobemmgdoo 84 %). gbdobgorol dmbobemgmesdo BRCAL ggbol byomo dydozes (c.187-
188delAG [p.Q23fs], c.330A > G, [p.64-71del], ¢.5236G > A [p.G1706A], ¢.5242C > A
[p-A1708E], ¢.589-590delCT [p.S157X]) 38g9oc0g396L BRCA1 ggbols yggemo kool 46.6
%-b > mombo dyhogoo BRCA2 gqbdo (c.3036-3039delACAA [p.K936fs], c.6857-
6858delAA [p.E2210fs], ¢.9254-9258del5 [p.Y3009fs], c.9538-3539delAA [p.K3104fs])
dgoeggbl ©3 ggbolb yggmmo dyhogool 56.6 %-b. 3 Imbo3gdgd0L  Loogndzgemdyg
dg31dog901m 0gbo gL3obyee 3mdnemszeobomgol dgbsazgeolio noazo b36060bgol hgbho.

8380000 30083050@0 030d082>o Bboqagmq;b, &SI 386 86)000, 836300336’0
3o0dmegoddol  godm3zgemgge  Loymggmmmomee  domgdycmo o ggobomee
303633@363@0 36)0d@0300 3030@08363@ d38358630 ©d 3300(4)8, éHma 0[)
3°3m3gemgggdo Loggmdgmo ggds dmbobemgmdobomgolb dgmogomosbo o gggybol
LodgeooEobem  dmBLobyErgoalomgol B3&0obo Loymggemmom  hgbhgool dgddbobs oo
Q053€>83ob. o9 Lobob 03b006860m b@gbo 3336)50@0’)60[} bdaaob @03‘3[}0860, 6)03
03830063[)35[) 06@030@’30@‘36)0 BOBOSGOOb 833660@0’)60[} bo&albl o 3oL 806@0,
doomBg30 OEYd0m0 g3mbmdoéo ga39dhoE, Bogob (36mdnemos M JogdEgod
BRCA1/2 885360[} 8‘)6’3333@ 8‘3@08085[)0 ©o 30600[) 30530000686015 oqﬁommbab
dméol. gb 300060 337Ebocmmdol Liggdol m3hedadszeol o o393306g3mm botrigdol
338806)360b boHUQQ)gBob 06@330. oaéoaoqa, BRCA1/2 8353630 SUO°B°°b
30@0685@8&)[) 0300360060 oqmoﬁ:gbn@o bo@ooasml@ogm 36)«)(33@36)00, émoaqmb

3603363@00?)03 3@060 30[500030[) lsn@ *303600 33@0@ 036@860. ché:m 8300(3,
q)q)gol)ooo3ob 1339 oébgbmbb BRCA1/2 8858630 830080860[) 80006)858@ 0@03006860006

368336303@0 83300060[) ﬁoamgowobgbn@o 3600000 3«)@860, 6)03 30093 3031430')
oaeoégbb od @0030@350[)0006 Béqumb boé;mbb. 83@030360[) 30006868@000
0@3600030 30300 bo330@360b od@33o 3mb@3b @0030@360[} 805300)06360[} boaé\dsmbn
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33(}336%36& 600800(4)[3 Bbm3§>360b b@oqml) ©d 8068800[) 608086*3@0 800@0030 3-)800[),
obg  ggdm3rgggbpools o doeymergoyemo  36g39b300L  gBom.  Bggmemgoag,
30@0683300@360 359@0336)0 08boot4>360b boéoémgbob 38l)o|086 383Q380
80638«)35&60[} gomgoolbobgdeo doomgde:

ooy boérdggg 306 33cm0b  300mb oogbmBo obdyemos 50 Bemodeog sbo 3d0;

* o 6930bhE0Mgonmod mGogg botdggg J0633em0lb 30dm;

* oy 6930LhGoOmgdnmes botdggg 06 33em0bo o Lo3396(3bol 308m gbmbs o
03033 308086030 ob 86)00 m:Sobao;

L oY 6330[50606)363@00 ®m&o b SSOO OOBOU 3050’), 6)0088@08 3806@360
9393306980 oymb BRCA1/2-b 3nhoogomob miobol gbmbo o 0dogg
6936>30;

* oy boéda&] 30633@0[} 30600[) 3380053330 6)88()[)0(4)06353@00 803030(330;

* o 353096¢h0 gorbo o 80931036980 03396080 gdEOgemgdal Y31aL.

36m3d¢ob 908060

q)q)gbq)qagmbooo bodoém33@mb Smbobwgmbo‘ao 330@380@0@0’)30360 8030’)33@330
boéda&g 30633@0[} 30500[}0006 @0303306)353@0 BRCA1/2 835&60[) 333@038 bdoto

(ho3oy60) hoEogdol go8mbogmmgbo o6 Bohogdnme, bobocmmdcog hgdboyéo
3080l L3Bo& ol 8°8°° o 5060@«)66)03 30 030(5003, &Hmd ©d 30330(4)36*3@0 5063360
boag@oeosm @03@3030[} 3036) NG 003-)(4)960. 33[}06030[}0@, 05%00(4)80300 BRCA1/2
3969%0b 3ho30980L Lobdotols o bobosmol dglobgd 96 sELgdMAL, gb 0bogm&do0s 30
0380@363@00 bodoém&]@mb ambob@8m50b0m3ob 33[)003360[}0 836300 3360 OSL’OOb
dgbogdbgemoce o LBmégr gl 960l o3 36mgghol 308sbo. BRCAT oo BRCA2 3969330
IdoEegoel 39bgthezné® (HgLdoL dg8mdogqdel oo 3bodgbgemmds gdbgos Loédggg
$0633000b 303mb ebmyemo 3bmagocmoghozols o dgggesbo 33y6bocmmdoliomgal.
gobom bodg3bogbm 33emggel Bototgds Bggbl dmbobemgmosdo BRCA1/2 gg9bgdol
338@083 bdoéo 3300808&) 808003@{)60[) 8083600, qu)égbo@ 3503353@«)3060 605030
0gbgdo Logobmggmmmdo Loérdggg 306 33cmol  308mb 8933300069md00 gmEdgdcmob
06dmemol 39wg300bmd0lo o 3o309bdmo Lozmzbemol botolbol s3omemgool 3863
g30c0g30memmgoen®o godm33emggel 39930 domgdyemo 0baymEdsz0o ogggbdotagds
333d350m doémn@o 3m33@0800b0m30b 38boo33(4>0b0, 33@306335000 Snb(_r)o, 00030,
b6t430030 o boaobboobo 8358603360 08[)00. 33@330[} bobmqmom 303560> BRCA1/2
396980l hodoyéo  Iho3egdel  godmgemgbol  39dggmdec  Lomobome  dgebgnemo
“b36r0bobgols 3obgemol” d94dbo, Emdgemoy Loogydgemoe ogeges Lodocmggemmdo
Loérdggg 306 33e0lL 308mb 39833006 gmdomo mEdgdol oogbmltozolb o odgcoob
808003@0606)8, 36830303@0 83‘36)60@0060[) 8@0@8038d(_r)3(4m bdgagbob 338330382»[).
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33930l 8gmmeo

LodLogby®  E939YOgOMb (393306 gdnmmo  ggbyto FyhoEogool  godmbsgemgboce
33d850@oo bBSBooQ)ném 3068@360, 6)0033@08 3(*)886803@0@03 06'014:800860.
o6Lgdmal L3geoemyéo 3obgemgoe BRCA1/2 ggbgdol god08byemo sboemoBobiomgabsys.
obobodbogos, Gm3 obgme 3obgmmgde bdoto obgem ggbmo F3negqdol 96l
0mgoemolBobgol, GHmIgemms  (33e00mgdgoo3  FoMOeme  dEMdVMMBom  ggbgrogde
806) 3399eo 0030[} b03b036830. aoaoqmoooq), boédg38 306 33@0[} b03b03683630
BRCA1/2 8"6’@‘) baoéoQ 0&6)@860 086)30033 PALB2, ATM, CHEK2, NBN, BARDI1
GATA3, RB1, MLL3, MAP3K1 o> CDKNI1B 836360[} oboemoBo (The Cancer Genome
Atlas Network 2012; Couch et al. 2014; Kanchi et al. 2014; Rosenthal et al. 2017).
oébgbmbb boé)dg&g 306(‘0[} 6)0[}30[} oaoaoq)qasbs@o bb3o 8358603 (TP53, PTEN, STK11,
o> CDH1), &m3gmmoms ddo3og0e sbmzaégdyemos s3égmgg bbgocobbgs 393 330c06yem
39690396 LobG™dgomob (FitzGerald et al. 1998; Hearle et al. 2006; Schrader et al.
2008; Gonzalez et al. 2009; Walsh et al. 2010). &ocgoboy Logocoggemmdo
g30c0gdomemmgoen®o godm 3gemggobomgol Lodotm 3080 396 300093 Bod3mysemodgdol
3(4)«)88[}300, QoboGgobobom3ob o3 36)003{]030 Sbmqmoq) BRCA1/2 836&60[} 060@08000
3380030030(4)8@3500), 0d 66335000 éHma 606)80@363@0 boGSOlm 808«)33@830 dobo
d99cg™do gobg(3mds-gomédoggdol Lodnemmgosl 8mgg3qdb.

BRCA1 o> BRCA2 83686"[’ and)oeosbob 308m3@350 b(bosq)oéon@o@ bmé)BoS@ngo
bgsaaémb aaooooq)ooo 3030’)@06863@0 ‘366850[) @Ga-ob b833360(¢>850m, 8086)08 0[)
330000@0 ogﬁmoq) 36)«)300330@00, o Q)émob 3mooobm3l) o doq)gg d30(4>oo. 806)@0
odobo,  dgndemgdgemoes  Lgbggbol  dgmmeom  3o30gbdoms oo $ayo3gdel
gbomEOmmoe  godm3zgmmgge  (3ogomomo,  yggeme 03 Eggobhtogonemo
3o(3096¢hobo, g0boz odgl 3396c00L o6 Lozggépbol 300m o dlggg, dsmo yobemmglo
boogLoggdels). 93godoc Loyzgmgbm o6Bggobo  gdogdomemmgonéo  godm 3gemggol
Bobotyotrgdemoe yobemglbo NGS (Next Generation Sequencing) dgormeoos, Gm3gemo(;
3000 Bo6850mB0md O 39069000 EOSNO MOErYoENgdom godmothgge.

* oo bo&mdomds: Lgbggtol Lg339bohm@dy  (Bogommoems, Jodomotnem
Lbg339boh™mE 3500-3g) gérmo veodooboll BRCAL/2 ggbgdol 9boemoBl Ldotcogos
9600 ©Xg-03g. 03039 Mmdo NGS Lg339b0¢hmEBg dgodemgds Bohotrcogl 96
50030060l BRCA1/2 ggbgool sbsemolo.

* MmO mgommotgdyemgdo:  dogommomo, Lotdggg 3o 33emol  30dmb
d99330Ggmdomo  gmédgool  b360bobgololl  BRCA1/2  ggbgdol  Lgbggéol
dgomeon  Lg339606g30Lbomgol  Lodotrm  Eg0dhoggdol  mgommotgdnmgds
330@88&) 1500 >33 Q)mq)oéb, bmqm’) NGS Sgoomqmoo b8333606860bom30b 30
dberemece 300 933 Mo,
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36mgghdo gododbyemos BRCA1/2 ggbgdol Lgzggbotrgos AmpliSeq thgdbmemmgoom S5
bgemlbobym®g (Thermo Fisher Scientific), oloy ob ogéogol  domgonemo
dmbo(393900L  domoboymGdotoggemo  boemodo  Logobggdme  dgdndoggonemo
3(4)«)8(4)033@0 0@800(4)0003360[) boanoQ)gbooo. 336)600@, 600006(30’)6300033@0
060@030 3@800306)8«)5[) 803«)3@360@0, bodoém38@mb 8mbobq>3m60booo3ob
o300 Iho30900l dgoergecde dmbs3gdms Logbmedmeolim 308g0do séLgdnemo
BRCA1/2 gg9bgdolb yggemo o6Lgdnem yhogooborob. Gogob NGS-o dobmdéogo oo
3obomgemyéo bg339606980L gomeos, Bomgoneo dmbs3g3980L goemootrgoolorgol
Logotrm 0gbgds Lobygdol 3o 33910 GHomEgbmdal (Logotoyme 10%) goodmEdgos
Lgbggéol  Lg3ggbotrgool  Bgmmeom. ggbghozol gbmgbyemo  cmLdmGOH™ME0l
805306)83@860300 6)00800(4)3 S5 bg@boﬁ'gm NGS-oboo3ob, obg bgsaaéob bagsg&)@méo
(Applied Biosystems 3500 Genetic Analyzer). >bobodbogos, 638 BRCAIL oo
BRCA2 8868530 503003500 08630033 300)(*)835‘3(4)0 00 b@énd@nén@o 83@0@36360.
obgmo  33emomgdgdel  oboggboe ogg3etgds odohgdoor MLPA  (multiplex
ligation-dependent probe amplification) sboemoBgool Bohotgds. g9bgihoezol gérmgbyem
0odmEohmEodl  gookbos  bgembobym  MLPA  oboemodgdol  Botocgdoboomgol
(Quantstudio 12). MLPA oboewo8gdo NGS 0boemodgomob gémo Leymmymaoen
0bgmEdo300l  Imggobaool  Lodobmggemmdo  Lotdggg  Foé33emolb  b360bobgols

doém{]@ 30’)3‘3@0(30030 BRCA1/2 836360[} 338@038 bdoto 830"(30850[’
bOQOOBOOBUéo@ bosq)m 8030’)3@05360[)00030[5 boioémo 500 336)383@0 oqaoaoosob
3080033@330 3006(3, 6)0')33@000(3 36@0 Bon@oé@gb BRCA1 o BRCA2 836350[}
388005960[) ©d Sasmsabob 808@3606)3 Ubsgbob b3333506360. 3080033@3*3@000 8600
boBocemb UGQQ 330@836@636 bo(4>6333 30633@0[} b08b0350m QooaGmbOoégBUQ)o
303036@360. o3 Y 3060[} 353@000 dmérolb 36@0 8080080@ 333Q8b od 30(30350000 $31930
6«)33@000 m30535308, ob  obemm Gomgbo38630, boéd%g 306)33@0[} 306000
6380b0606)363@0. 393m 33egyemmd 3300(4)8 boBocmb UGQO 330@336Q8b 3°B°860°°°
$3030L dgLodsdolo sbozol $063Bmgme Joemgde (36md0bogon), dglodg boBoeml 3o
obgooo doq:g?m, 6)m83@mo m3obgbbo > dbemm Gomgbombol‘lo a3m3ob360060
LedLogbggdo o6 vl Egz0LEHEeEgdYemo (3mbhEmemo):

) 200 boédg38 306) 33@0[5 30500000 @obaﬁmb@oéabn@o doQ)o; 3[) 3390 bo:;oéon@mq)
3000303[) 08680038 do@{]?)b, 6)0038@000 m;gobgbbo o ob@m 60003[)0005030

o3m30b360050 b08b03638600 6)3&)[}06)06363@0.

6) 200 dgLodsd0bo obs30b F063Ercgemo dommo (3rmdbgd0).

3) 100 doqm, 6)0088@000 m:gobgbbo o ob@m Gomsbomboao 03m30b360060 b03b0368360
06 o600l B9z0LHE0cgdYemo (3mbhEmemo).
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Y39e00 36mdobeoo o 353096t 0bazmEBotrgonmo 1bd ogmb mmboldogdol 808bolo
©° ©9603b7emgdol dgbobgd o yzgemed 1bo gobsoboemlb mobbdmos godm 33emgg08y.
3o3m3gemggd  93mdobgdnmmoe  3Pbed  oymlb  Logoboggmmml 39636 mgemmdols
LoBobobhEmL goozol 3mBogghol dogé.

3db3360335¢3@0 360033@360[) dm3mg oqﬁgéo

oq':gbnqm odsgbo 30686008@0 o boéd&gg 30633@0[) 30600000

QooaGmbOoégBUQ)o do@:]bol) 3360%0603@0 Lobbemols b06332>o
bossabo@os ambqagbo @Ga-ob Sdbaéodeoo o dobio 3006[336060800[) 306[}03@36)0

NGS-5boem080bocmgol dmbrogos ©b3-0b 3emdodemgdlnéo v33emoazozoi300
dg0gdbgdo  orgommgnemo Lobiolorgol (30em-(30em3g d0dmommg3gdo Ampliseq
bg 339606 g80Lomg0L

dmbogds d0demommg3gd0l gogérmoobgos o gobymmoggds dobotgggdobogob
399600659810 d08emommg 3980 Boohgotcgds bg3g9boégdol Chip-3g

L9 339606900 Bototrcogds S5 bgembobymdg

dmbo(399900L  oINdoggoe dmbeogds Torrent Lgéggédq Ion Torrent Suite
Software-b dgdggmdoo

IdoEegoel 9boemodo gobbmezogmmgds Ion Reporter Server System (Life
Technologies) coob3o6>g000

30060388000 0608636)300300 ambqaabo 383Q880 36)0036)038350[} 8053@3000:

BRCA1 o> BRCA2 686360[} 0006803@036006860 33@06)@850 303006@36[},
36>m00b0g0Lo oo Lo 3MbhE ™™ $375398L dmeols

dg0gdbgdo o300 3Bmazoemo mgommgneo $gnegelsmgol

go3mgmmgboemo odbgos “founder” dyhoogdo o dgwotgds domo Lobdoéag
303036036[}0 o 3600605@3630

3005@82)0 BRCA1 o> BRCA2 836&60[} 00 boéndoUé»UQ)o 83@0@863&)[)
6’33"[’06"’[30‘)

dmbrogds 0dg0000 ddo30990L gommacos3e0 Lgbggeoel Lig339b606g30l dgmmeoan
domgdycm Imbo393908g oYGbmdom dgoddbgds dgbocggénbo Loosgbmbte 3m
3obgemo Jotroymo 3m3nemozeobomgol

BRCA1/2-b 3353¢03360 d9bob 360336gemmds

OgbhoL  go8mygbgos  dgodemgde doogem  g39yobodo bogmggemamom
L3E0bobgolomgal - Loerdggg Y06 33emgd0L 30dmb 393 330006gMd0m0 RMEIgd0L
3o3mbogmmgbo o 73900 gobozmbhememgomo, v36gmgg 33n&bocmmdol
m3hodoemyéo dgomeol sboéBggoco.

936090  Bmgdyme  “founder”  yhopogool  go8modocoggde  Lodyoemgdol
30083383[) 3008030@30 800@0050 835360[} b8333606)850b 6033@0@,
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dgdmgoqzotrgmmo dbmmmme L3g300303m60 39bnéo 18bgdel sboemodom, o3
d60dgbgemmgboco 300003393l hgbehb.

. obo@o 36)0@03‘3@0 3‘3@080860bo o domo 30@0@0@)0[5 333005333030,
dm3mggdnem ogbgdo dbodgbgemmgobo 0bogm&do(300 JoGommo
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