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Pesiome

BBepeHume. Yponoruuyeckre 3aboneBaHus, BKitoUas pak npoctatbl (PI1) n MoyeBoro nysbi-
ps (M), aBnstoTCA cepbe3HOM Npobriemor rmobanbHOro 3apaBooxpaHeHus. Pa3suTue re-
HeTMYeCKNX NCCIefOBaHNI OTKPbIBAET HOBbIE BO3MOXHOCTY ANA ANArHOCTUKM, NIeYeHnA
1 NPOoGUNAKTUKM STVX 3a00eBaHUIN, NOAYEPKMNBasA BaXKHOCTb MOHUMAHWA FrEHETUYECKIMX
baKTOpOB, Nexallyyx B UX OCHOBE.

Lienb pa6oTbl. [poBeCcTV KOMMIEKCHBIV aHaNn3 FreHeTMYeCKNX GakTopOoB, BIUSIOLWNX Ha
pa3BuUTME yponornyeckmx 3aboneBaHunm, i OLEeHUTb NepPCreKTBbI FeHEeTMYEeCKOW AnarHo-
CTUKU 1 Tepannn B yponorunu.

Marepuanbi n metogbl. ViccnepoBaHve 6a3mpyeTca Ha aHann3e COBPeMeHHON nnTepa-
TYpbl, AaHHbIX FEHOMHbIX accounaTBHbIX nccnegoBaHnii (GWAS), a TakKe NprvMeHeHUn
TEXHOJNIOMNIN CEKBEHNPOBAHNA HOBOTO NMOKONIEHUA ANA BbIABNEHWA MyTaUuii U NOANMOP-
¢$u13moB, cBA3aHHbIX ¢ Pl 1 pakom M.

PesynbraTbl. BbifiBNieHbl KitoueBble reHeTuYecke MapKepbl 1 MyTaumm, acCoLMMpPOBaH-
Hble C MOBbILEHHbIM PpUCKOM pa3BuTuaA Pl n paka M1, Bkntouaa myTaumm B reHax BRCA1,
BRCA2 n FGFR3. lNoguyepKHyTa 3HAaUMMOCTb MHAUBMAYANbHbIX FeHeTUYeCKnx npodunen
[ANA NepcoHanmM3aumm NoAXoA0B K IeYEHMHO.

3aknioueHue. l[eHeTMYeCKre NCCiefoBaHNsA B YPONIOrv NpeaocTaBnsaioT GyHAaMeHTasb-
HYI0 OCHOBY A1 Pa3BUTUA MEAVLVHbI MePCOHANN3NPOBaHHbIX MOAXOA0B B ANArHOCTHKE,
nevyeHun n NpodunakTMKe yponornyeckux 3abonesaHuin. NpogonxeHve nccnegoBaHuin
1 pa3paboTKa HOBbIX FEHETUYECKMX TEPANEBTUYECKMX CTPATErMin 06eLanT 3HAYUTESb-
HbI Nporpecc B chepe yponoruu.

KnioueBble cnoBa: yposornyeckue 3aboseBaHus, pak NpocTaTbl, Pak MOYEBOrO My3bl-
pA, reHeTnYecKne MapKepbl, MyTaLmu, reHeTnyeckaa Tepanus, pefakTupoBaHue reHos,
CRISPR/Cas9, nmmyHoTepanua, NepCcoHan3npoBaHHOE fieyeHne
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Abstract

Introduction. Urological diseases, including prostate cancer (PC) and bladder cancer (BC),
pose a significant global health challenge. Advances in genetic research have opened
new avenues for the diagnosis, treatment, and prevention of these diseases, underscoring
the importance of understanding the genetic factors that underlie them.

Purpose. To conduct a comprehensive analysis of the genetic factors influencing the
development of urological diseases and evaluate the prospects of genetic diagnostics
and therapy in urology.

Materials and methods. This study is based on an analysis of contemporary literature, data
from genome-wide association studies (GWAS), and the application of next-generation
sequencing technologies to identify mutations and polymorphisms associated with PC
and BC.

Results. Key genetic markers and mutations associated with an increased risk of
developing PC and BC were identified, including mutations in the BRCA1, BRCA2, and
FGFR3 genes. The significance of individual genetic profiles for personalizing treatment
approaches was highlighted.

Conclusion. Geneticresearchinurology provides afundamental basis for the development
of personalized medicine approaches in the diagnosis, treatment, and prevention of
urological diseases. The continuation of research and the development of new genetic
therapeutic strategies promise significant progress in the field of urology.

Keywords: urological diseases, prostate cancer, bladder cancer, genetic markers,
mutations, genetic therapy, gene editing, CRISPR/Cas9, immunotherapy, personalized
treatment

B BBEJEHWE

Yponoruuyeckre 3aboneBaHus, BKoYaa pak npoctatbl (PM) 1 pak moyeBoro nysbi-
psa (MM), npeacTaBnAT cobol 3HAUMTENbHYIO YacTb 3aboneBaHM, C KOTOPbIMU CTan-
KuBawTca no Bcemy mupy. CornacHo ctatuctuke [1], Pl asnaetca ogHuMm r3 Hanbonee
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pacnpocTpaHeHHbIX BUAOB paka cpefun MyunH, pak M Takke 3aHUMMaeT BegyLyue no-
3ULUKN Cpeamn OHKONOrMYeCKMX 3aboneBaHnii 060ux Nonos. MoHVMaHKe 3TUONOMNN STUX
3ab051eBaHNI KpariHe BaXKHO Ans pa3paboTKy 3pPeKTUBHbBIX METOAOB VX AVArHOCTUKY,
neyeHua n npodunakTKkn. B nocnegHee gecatunetme c pa3BUTUEM reHETUYECKUX UCCIe-
nosaHui (M) ctano oueBUAHO, UTO reHeTKa UrpaeT KoUYEBYIO POJib B Pa3BUTUM MHOTUX
yponorunyeckmx 3abonesaHuii (¥3) [2]. Vi3yueHune reHeTuueckmx daktopos (M) He TonbKO
No3BoNAET NyyLle MOHATb MeXaHN3Mbl BOSHVKHOBEHNA 1 Pa3BUTKA 3TUX 3aboneBaHuiA, HO
N OTKPbIBAaeT HOBblE BO3MOXHOCTU AN1A MX MPeAO0TBPaLLEHNA 1 NEYEHNA.

' B yponorumn cocpefotoueHbl Ha BbIABIEHUN KOHKPETHbIX MyTaLluii, nonnmopdus-
MOB 1 MapKepOoB, aCCOLMMPOBAHHbIX C MOBbILLEHHBIM PUCKOM pa3BUTUSA 3aboneBaHuii [3].
MoHrMmaHune 3Tnx O nmeeT GonblUOe 3HaUeHVEe He TONbKO ANA UHANBUAYANIbHOTO Npo-
FHO3UPOBAHWA PUCKA, HO 1 ANA pPa3paboTKM NepcoHann3npPoOBaHHbIX NOAXOAO0B K Jleye-
HUIO 1 NpodunakTrke. Hanpumep, naeHTndrKaumsa reHeTUYeCKnx mapkepos Pl 1 paka
MIT MmoxkeT cnocobcTBOBaTb paHHElN AMArHOCTUKe U BbiIbopy Hanbonee s3pdeKTrBHOro
nevenwus [4].

B HacToALel cTaTbe OyaeT NpoBeAeH KOMMIEKCHbIN aHanu3 [, BNnAlLWmMX Ha pa3Bu-
Te Y3. byayT paccMoTpeHbl He TOSIbKO reHeTnYecKne MapKepbl, aCCOLMMPOBAHHbIE C Bbl-
COKMM purckoM pa3eutuA PI v paka MI, Ho 1 06LMe reHeTUYECKME MEXaHM3MDbI, NeXxallme
B OCHOBeE 3TUX 1 ApYyrux 3abonesaHuin. Ocoboe BHUMaHve OGyaeT yaeneHo aHanmsy coBpe-
MEHHbIX NCCNef0BaHNI, [EMOHCTPUPYIOLLMX CBA3b MEXAY FreHeTUKOW 1 Y3, uTo no3sonut
OLeHUTb NepcrneKTVBbI reHEeTUYECKOW ANAarHOCTUKM 1 Tepanunm B yponoruu.

B OCHOBHAA YACTb

B coBpemeHHO megnumHe M 3aHMMaloT BaXkKHOe MecTO [5], oKa3biBas CyLleCTBEHHOe
BNMUAHME Ha pa3paboTKy MeTOLONOrMIN ANAarHOCTUKK, Tepanumn 1 NpodunakTukm MHOTX
3aboneBaHuin. C MOMeHTa 3aBepLUeHNA NpoeKTa «feHOM YenoBeka» [6], KOTopbI Npego-
CTaBWUN MOJIHYIO KapTy BCEX YenoBeyeckux reHoB (puc. 1), B MeguuHe BO3HMKNA Heob-
XOAMMOCTb Yry6/IeHHOIo NOHVMaHUA MONIEKYNIAPHbIX MEXaH3MOB Pa3BUTMA NATONOMMIA
Ha reHeTMYeCKOM ypoBHe. 3TO CTUMYNIMPOBANo Pa3BUTME NePCOHaN3MpPOBaHHON Meau-
LiMHbI, OCHOBAHHOW Ha MCNOMIb30BaHUUN UHAUBUAYANbHbIX FeHEeTUYECKUX AaHHbIX ANA on-
TUMU3aLUKN NevyebHbIX BMeLlaTenbCTs [7].

Mpepbigywan pedepeHcHan NocnefoBaTelbHOCTb reHOMa YeNloBeKa

HoBas pedepeHcHan nocnesoBaTelbHOCTb FreHOMa YesioBeka

W (ysw
26T CCCACTC, c\:umc ACGTGEC

Puc. 1. PedepeHcHasa nocnegoBaTenbHOCTb reHOMA YenoBeka [7]
Fig. 1. Human genome reference sequence [7]
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OpHUM 13 Hanbonee 3HauMMbIX HanpasneHui [ ctano BbisBNeHMe cneynduyeckmx
reHeTMYeCKnx MapKepoB, CBA3aHHbIX C YBEIMYEHVEM PUCKA Pa3BUTUA OnpefeNieHHbIX 3a-
6oneBaHuii. K npumepy, ngeHtnounkauma mytaumn B reHax BRCA1 n BRCA2 gokasana mx
accoumaLmio € NOBbILEHHbIM PUCKOM paKka rpyan n anyHnkos [8]. CornacHo gaHHbIM Ha-
LMOHaNbHOro MHCTUTyTa paka CLUA [9], Hocutenn myTaumii B JaHHbIX FeHaX UMEIOT PUCK
pa3BuUTMA paka rpyav B AnanasoHe ot 45% fo 72%, B obLien nonynaumMm JaHHbIA NoKasa-
TeNb cocTaBnaeT okono 12%.

B kapawuonorun [10] TV packpbinu ponb IO B 3TMOAOMMU r’MNEPTOHUN, KOPOHAPHOTO
apTepuanbHoro 3abonesaHnsa 1 KapgrMommonaTuii. 3To No3sonmno chopmynmMpoBaTh HO-
Bble cTpaTerun NpodunakT1KmM 1 neyeHns, BKNoYan agantaumio dapmakoTepanmm C yye-
TOM reHeTMYecKoro npoduna naureHTa.

B HeBponorum [11] aHann3 reHeTUYeCKUX MyTaLMi MOKa3an MexaHu3Mbl Pa3BUTUA
6onesHn Anburerimepa n 6onesnun MNapkuHcoHa. BoiasneHne mytauumin B reHe APOE, B
YyacTHoCTM BapuaHTa APOE €4, npoaeMOHCTPMPOBaNno NX KOPPENALMIO C MOBbILEHHbIM
puUcKoM pa3BuUTUA GonesHn Anburerimepa. TV OTKPbITMA He TONbKO CnocobcTBOBanu
nyywiemy NoHMMaHMWIO NaToreHesa HempogereHepaTMBHbIX 3aboneBaHUn, HO 1 YKa3anu
Ha HOBble Lienn Ana pa3paboTku cneyndryecknx TepaneBTUYECKNX areHToB.

B cdepe nHdekumoHHbix 6onesHein [12] TN BHecnn BKnag B M3yuyeHve B3avmMopnen-
ctBuA mexgy O Hocutena n natoreHamm. O6HapyxeHne BapraHToB reHa CCR5, koTopble
[enawT HAMBMAOB YCTONYMBBIMU K 3apaxeHuio B/IY, noguepkHyno noTeHumnan reHeTu-
YeCKMX JaHHbIX ANnA pa3paboTKm HOBbIX aHTUPETPOBUPYCHbIX CTPaTErni.

Takum obpasom, 'V npepgoctaBnaoT yHAaMeHTanbHY0 OCHOBY ANA Pa3BUTUA Meau-
LUMHCKMX Hayk, obecneunBas nepexof K 6onee rny6boKomy NMOHVMAaHUIO MONEKYNAPHbIX
MexaHM3MOoB 3aboneBaHui. VHTerpauua reHeTnyeckon nMHGopMauumn B KIMHUYECKYIO
NPaKTUKY OTKPbIBaeT NepcrneKkTMBbl ANA peanusaunun UHANBUAYANN3NPOBAHHbIX MOA-
XO[0B B AiNarHoCTUKe 1 Tepanuu, cnocobcTBys NOBbILEHNIO SPPEKTUBHOCTU neyebHbIX
BMELLATENbCTB 1 YNyYlleHWIo NPorHo3a 3abonesaHunin.

[eHeTnuecKkune ocHOBbI Y3 0XBaTbIBAIOT LUIMPOKMI CNEKTP MEXAHM3MOB, Yepes KOTopble
HacnefCTBEHHble U MyTaLMOHHble GakTopbl MOTYT BAUATb Ha Pa3BUTME Y MPOrpeccupo-
BaHMe 3Tux 3aboneBaHuii. Hanbonblunin MHTEPEC B KOHTEKCTE yponorun npeactaBnsaet
Pr, 3a6oneBaHue, ANA KOTOPOro MAEHTUOULNPOBAHO MHOXKECTBO FeHEeTMYECKNX MapKe-
POB, aCCOLMNPOBAHHBIX C MOBbILIEHHbIM PUCKOM ero pa3suTtna [13].

Pak npocTatbl ABNAETCA OQHUM 13 Hanboree pacnpoCTPaHEHHbIX OHKONOTMYECKMX 3a-
6oneBaHMI cpean My>KUMH BO MHOTMX CTpaHax Mupa (puc. 2) [14]. Snuaemmnonornyeckme
nccnenoBaHMA NOKa3biBaloT, YUTO HAaCNeACTBEHHOCTb NIPaeT 3HAUNTENbHYIO PONb B pUCKe
pa3BuTKA 3Toro 3abonesaHnA. CornacHo faHHbIM [15], My>KUMHbI C CEeMeNHbIM aHaMHe30M
P umetoT B ABa-TpW pa3a 60/bLMIA PUCK 3a00NeBaHNA MO CPaBHEHUIO C TEMU, Y KOTO Ta-
KoW nctopum HeT. bonee Toro, puck pa3snTua PI1y My>KUnH, UMeloLNX NepBOCTENEHHbIX
POLCTBEHHUKOB C AaHHbIM 3a60fieBaHNEM, MOXKeT yBennumBaTbca Ao 50%.

B nocnepgHue pecatunetva 6narofapa pasBUTUIO FEHETUYECKUX TEXHOMOrMin 6bl1o
NAeHTUPNLMPOBAHO MHOXECTBO TEHETUYECKMX NOKYCOB, CBA3aHHbIX C MOBbILIEHHbIM
puckom PI1. ViccnepoBaHuA accoumaTtMBHOMO CKPUHMUHIa Bcero reHoma (GWAS) BbiaBunm
6onee 100 reHeTNYECKMX BapUaHTOB [16], accoLMMpPOBaHHbIX C yBENNYEHMEM PUCKaA pa3-
BUTMA PI1. 3T BapmaHTbl BKOYAOT NOAMMOPGU3MbI OAMHOUHbIX HyKkneoTnaos (SNP) B
pa3nnyHbIX FreHax, BANAOLWMe Ha perynaumio KNeTouHoro umkna, penapaunio JHK, soc-
nanuTenbHble NPOLEeCChl U Apyrue KnoyeBble 61nonormyeckme nyTu.
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Pak nerkumx

Pak npencratenbHom xenesbl
KonopekTanbHbIn pak

Pak neuexun

Pak »enyaka

Pak MmoueBoro nysbipa

Pak nuwesopga
HexomxKuHckas numdoma
Pak nonoctu pta

Pak nouek

Jlenkemusa

Pak wuTtoBMaHOM *enesbl
Pak nogkenynouHom xenesbl
Pak LUHC

Pak roptaHu

0 0,2 MnH 0,4 MnH 0,6 MNH 0,8 mnH 1 MnH 1,2 MnH

Puc. 2. Camble pacnpocTpaHeHHble BUibl OHKONIOrMYecKnx 3abonesaHnii B mupe (cpean my»xumH) [14]
Fig. 2. The most common types of cancer in the world (among men) [14]

OpVH 13 Hanbonee N3yYeHHbIX FeHETMYECKNX MAaPKePOB — BapuaHT rs10993994 B 61u-
30cTU reHa MSMB [17], KOTopbIil KOgUPYeET 6eNoK NpefcTaTeNIbHON Kene3bl. ITOT BapuaHT
CBA3aH C yMeHblUeHneM sKkcnpeccun MSMB, uTo, B CBOIO ouepefb, MOXKET CNoco6CcTBOBaTb
pa3BuTurio paka. Kpome Toro, mytauum B reHax BRCAT n BRCA2, xoTa oHU 1 6onee n3sect-
Hbl CBOMM BK/1aZOM B PUCK paKka rpyaun N ANYHNKOB Y »KEHLLMH, TaKXKe YBeNnunsaoT puUcK
pa3sutna Py my>kunH [18]. ViccnegoBaHua nokasanu [19], uTo myTauum B STUX reHax Mo-
ryT NOBbICUTb PUCK BO3HNKHOBEHWA paka npocTaTbl B 2-3 pasa.

Cpenu gpyrvx 3Haunmbix O, cBA3aHHbIX C PaKOM NPOCTaTbl, CTOUT Ha3BaTb MyTaLun B
reHe HOXB13. B pa6ote [20] oTmeyatoT, uto MmyTaumsa G84E B 3TOM reHe accoLMUpyeTcsi Co
3HAYMTENBHO NOBbILEHHBIM PUCKOM PI1, 0cO6EHHO Cpean My»KUMH eBPONENCKOro Npounc-
XOXAEHMA. DTa MyTaLMA BCTPeYaeTCcAa OTHOCUTENTIbHO PeAKO, HO ee MpUCyTCTBUE yBENNYN-
BAET BEPOSTHOCTb Pa3BUTKA 3aboneBaHUs Ha 20-25%.

Tak>e BaXKHbIM LLAroMm Af1A HayKM CTano OTKPbITME BANAHMA MyTaLuUi B FeHax penapa-
umm OHK, Takux kak ATM, CHEK2 n PALB2 [21]. MyTaumu B 3TUX reHax acCoLMnpOBaHbl He
TOMbKO C yBeNMYeHrem prcka passutua PI1, HO 1 ¢ 6onee arpeccuBHbIM TeuyeHrem 3abo-
nesaHwuA. ViccnegoBaHunA nokasanu [22], uto My>KUnHbl ¢ myTaumamm B reHe CHEK2 umetot
B 1,5-2 pa3a 6onblunii puck pa3sutusa P, uem 6e3 Hux. AHanornyHo [23] MyTauum B reHe
ATM moryT yBennumsatb puck B 1,8-2,5 pasa.
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BaXHOCTb reHeTnuyeckoro acnekrta B pa3suTum Pl noguepKmBaeTca Takxe nccnego-
BaHMAMM [24-26], NOKa3biBalOWMM B3aUMOCBA3b Mexay nonMmopduaMamum B reHax,
yyacTBYHOLWMNX B MeTabonm3mMe aHpPOreHOB, U PUCKOM pPa3BUTMA 3TOro 3abonesaHus.
B yactHocTtn [24], nonnmopdusmbl B reHe SRD5A2, koTopbi kognpyeT depmeHT 5-anb-
da-penyKTasy, OTBETCTBEHHbIN 3a NPeobpa3oBaHMe TeCTOCTEPOHA B ero 6onee akTUBHYIO
bopmy AnrngpoTecToCTEPOH, MOTYT BANATL Ha YPOBEHb aHAPOreHOB B MpocTaTe 1, COOT-
BETCTBEHHO, Ha PUCK Pa3BUTUA paka. MiccnegoBaHuma [25] nokasanu, 4To onpefenieHHble
BapMaHTbl 3TOro reHa MOryT yBenmunTb pUcK pa3sutma Pl Ha 20-30%.

[o3TOMy MY>KUMHbI C BbICOKMM FreHeTUYEeCKMM PUCKOM MOTyT NnoslyyaTb pekoMeHpaa-
UM no Gonee yacTomy NMPOBEAEHUIO CKPUHMWHIOBbLIX UCCEefOBaHWI, BKIYasa aHanm3
ypoBHsa MCA (npocTtaTuyeckoro cneunduyeckoro aHTUreHa) U MarHUTHO-PEe30HAHCHYI0
Tomorpaduio npoctatsl [26]. iccneposatenu [27] oTmeuatoT, uto UHrMGuTopbl PARP yxxe
LEMOHCTPUPYIOT ObHafexmnBalLWme pesynbTaTbl B eYeHUN NalnMeHToB ¢ MyTauuamu B
reHax penapauum AHK, Takux kak BRCA1 n BRCA2, yBennumnsasa npofomKUTeNbHOCTb 6e3-
peunanBHON BbKMBAaEeMOCTU Ha 3—4 mecALa MO CPaBHEHWIO CO CTaHAAPTHOW Tepanuen.

Pak MI npepgcTaBnaer cobow ele OfHO cepbe3Hoe yponornyeckoe 3abonesaHue,
[J1A KOTOPOro uccnefjoBaHnA B 00NacTu reHeTMKN BbIABUAN MHOMXECTBO MyTaLMi, Cro-
COOCTBYIOLLMX €r0 Pa3BMTUIO. ITOT BUJ Paka 3aHMMAET LecToe MeCTo Mo pacnpoCcTpaHeH-
HOCTU cpefi BCeX OHKOMOrnyeckmx sabonesaHun B mupe [14, 28], B 2020 rogy 6bi10 3a-
perucTpupoBaHo 6onee yem 430 000 HOBbIX C/lyyaes.

Cratuctnueckre gaHHble [14, 29] nokasbiBaloT, YUTO MY>XUMHbI CTPAAAlOT OT 3TOrO 3a-
6oneBaHNA B YeTblpe pasa yalle, YeM »KeHLuHbI. Mpy 3Tom [30] ocHOBHbIMK daKTopamu
pucka pa3sutua paka Ml aBnaoTca KypeHve 1 NpodeccroHanbHbI KOHTAKT ¢ onpefe-
NeHHbIMW XMMUYECKUMW BeLLeCTBaMK, HaCNefCTBEHHOCTb Y reHeTUYecKme MmyTaumm.

FeHeTMUYecKMe myTaumm n puck passuTua paka Mr

Pa6ota [31] yKa3blBaeT Ha TO, UTO MyTaLMu B onpefesieHHbIX FreHaxX MOryT 3HaUMTeNbHO
yBenuumMBaTb PUCK Pa3BUTUA paka. B yacTHocTn, MyTaumy n nonmopdusmbl B reHax, oT-
BevalLwumx 3a MeTabonnsm apomatnyeckmx ammHos 1 penapauuio JHK, a Takke B reHax,
CBA3AHHbIX C KNETOUYHbIM LIMKIOM U anonTo30M, MOryT cnocobCcTBOBaTb KaHLeporeHesy
B M.

OpHou n3 KnoueBbix MyTaumi [32], cBA3aHHbIX € pakom MI1, ABnAlOTCA U3MeHeHnA B
reHe FGFR3 (¢nbpobnacTHbIi pakTop pocTa peuenTopa 3), KOTOPbIN BCTpeyaeTca npu-
MepHO B 50% cnyyaeB HeMblleYHO-MHBa3nBHOro paka MI. Mytaunn B FGFR3 npusogat
K MOCTOAHHOWN aKTMBaLMW CUTHANbHOIO NyTW, CTUMYNIMPYA KNEeTOUYHOe feneHne 1 pocT,
YTO MOXKeT cnocobcTBOBaThb pPa3BUTUIO onyxonu. OgHaKo 3TV MyTaLMmM acCOLMUPYIOTCA C
6onee 6naronprATHLIM MPOrHO30M 1 MeHbLUEN BEPOATHOCTbIO NPOrpeccnpoBaHnsa 3abo-
nesaHuA [33].

B 10 e Bpema myTaumu B reHax TP53 n RB1 ualle BCTpeyaloTca B MbllUEYHO-NHBA-
3nBHbIX dopmax paka MI n cBA3aHbl C 6onee arpeccMBHbLIM TeueHnem 3aboneBaHusa 1
XyALWwum nporHosom [34]. MiccneposaHue [35] nokasbiBaeT, UTO HanmumMe MyTauuin B reHe
TP53 moxkeT BCTpeuaTbca npumepHo B 50% cnyyaeB MHBa3nBHOro paka Mr1, uto genaet
€ro BaXXHbIM MapKepoMm A1 MPOrHo3npoBaHuA TeyeHnA 3abonesaHunA. Kpome Toro, yye-
Hble BbIABUM CBA3b Mexay MyTaumamuy B reHe RAS n passutmem paka MIT [36]. MyTaunn
B 3TOM reHe npuBOAAT K akTUBALMM CUTHANbHbIX NyTeNn, CTUMYNMPYIOLWNX KNeTouHoe fe-
NEeHne 1 PocT, N MOTyT ObITb 06HapyeHbl NpumepHo B 10-15% cnyuyaes 3aboneBaHus.
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B pabote [37] 3HaunTenbHOE BHUMaHMeE YAenaeTcsa U3yyeHunto nonumopdrusmMos oau-
HOYHbIX HyKneoTngos (SNP) n nx BnnAHUIO Ha pUcK pa3sutuA paka M. Hanpumep, nc-
CleloBaHMA BbIABUAN accoLnaLnio mexxay onpegenieHHbIMu SNP B reHax, perynupyoLmx
npouecchl geTokcnmKkaumm n pemoHTa [1HK, 1 noBbilWeHHbIM pUCKOM 3aboneBaHus.

B HefaBHUX reHOMHbIX MccneaoBaHMAX paka MM 6611 naeHTUGUUMPOBaHbI MHOTO-
Y/CNeHHble reHeTMYecKne aHoManuy, KoTopble MOryT CrocobCcTBOBaTbL Pa3BUTUIO 1 NPO-
rpeccupoBaHuio 3Toro 3abonesaHua. ViccnegosaHve [38] noguepKuBaeT BbICOKYIO reTe-
poreHHOCTb onyxosiei paka MI1, UTo yKa3blBaeT Ha CNOXKHOCTb MOJSIEKYAPHbIX MEXaHW3-
MOB 3aboneBaHNA N HEOOXOAUMOCTb Pa3pPaboTKN MHAMBUAYANN3MPOBAHHbBIX MOAXOA0B K
nieyeHmio.

JK30MHOe ceKkBeHMpoBaHue 1 aHann3 PHK no3sonunu BbiABUTb peKyppeHTHbIe COo-
MaTU4yecKkmne n3MeHeHus, BKnovaa mytaumm B npomotope TERT (77% cnyuaes), aeneyuio
CDKN2A (44%), amnnudukauuio PVRL4 (38%), neneuunto HSP90AAT (35%) n amnnnduka-
uuio PPARG (349%) [39]. ABTOpbI 0TMevatoT, uto FGFR3 nmen SNV B 33% cnyyaes HemblLLey-
HO-UHBa3MBHOro paka Ml n amnnndurkaymm B 9% cnyyaes. Kpome TOro, reHbl, Moguobu-
uupytoLme xpomaTtuH, Takme kKak EP300, KDM6A, KMT2D/C n ARID1A, yacto myTrpoBsanu.
HapyweHua GyHKUUN KNEeTOUYHOro LMKIa, YKa3biBalolwme Ha AeduUnT KOHTPOSIbHBIX TO-
yek, 06Hapy»KeHbl MO MeHbLUen Mepe y 57% HeMmbllweYyHO-MHBa3UBHbIX pakos MIT n13-3a
MyTauui notepu GyHKumm RB1 n geneuunn CDKN2A.

lMoHUMaHMe reHeTUYEeCKNX MEXAHM3MOB paka OTKPbIBAeT HOBble MepCneKTVBbl ANA
pa3paboTKM LeneBblX TepaneBTUUYECKUX cTpaTernii. ABTopbl paboTbl [40] OTMETUAN, YTO
NHrnMbuTopbl FGFR, HanpaBneHHble Ha 6IOKMPOBKY CUTHaNIbHOrO NYTH, akTVBMPOBAHHOTO
MyTauuamu B reHe FGFR3, yxke noka3sanu obHagexurBatoLme pesynbTraTbl B KIMHUYECKMX
WCMbITaHUAX.

OTv 1 gpyrve NoaxoAbl K LieneBow Tepanuy MOryT 3HaUMTENbHO YNyulWnTb pe3ynbTa-
Tbl leYeHMA NaLUNEHTOB C PakoM, OCOOEHHO TeX, KTO MMeeT onpefeneHHble reHeTUYeckne
MapKepbl.

MepcneKTUBbI N BbI3OBbI B reHETNYECKON AMarHoCTUKe 1 Tepanumn Y3

Passutme M OTKpbINO HOBble rOPU3OHTHI B MeAuUMHEe, NPefoCTaBMB BO3MOXHOCTU
[nA rny6oKoro NOHMMaHUA MONeKyNAPHbIX MeXaHU3MOB 3ab0neBaHuil, B TOM Yncse ypo-
nornyecknx. OCO6eHHO 3HaUMMbBIMU CTaNu NMPUMEHEHNE FeHEeTUYECKON [MarHOCTUKU Y
pa3paboTKa LieneBblX TepaneBTUYECKUX CTPaTeruil, OCHOBAHHbIX Ha VMHAMBUAYaNbHbIX
reHeTUYeckux oCo6eHHOCTAX NaLMeHTOB.

B obnactn reHeTMUYecKkom OMArHOCTMKM Y3 NpoBOANTCA MHOXECTBO UCCNeAoBaHWUN,
noJyepKmMBaoLLMX BaXXHOCTb U MOTEHLMAN reHeTuYecKUx TeCToB B yNyUlLUEeHUN AUArHo-
CTUKN 1 neyeHunA. Hanpumep, nccnegoBaHne Mo MU3yYeHWo HacneACTBEHHbIX NPUYNH
XpOHMYecKkoro 3aboneBaHuna nouyek obHapykuno [41], uTo MOHOreHHble 3aboneBaHuA
ABNAOTCA BaXKHOW, HO HELOOLLEHEHHOW NPUYMHOWN XPOHNYECKOro 3aboneBaHmsa Noyek, C
oueHouHol fonei B 70% cnyvaes y feteit n 10-15% y B3pocsnbix. PaHHee obHapy»eHune
MOHOreHHbIX NpuYrH X3l MOXeT NMeTb BaKHble NOCNeACTBMA AN1A NaLMEHTOB U UX ce-
MeW, BKNoUaa ynpasneHne, MPOrHo3, reHeTu4eckoe KOHCYIbTUPOBaHME U CKPUHWHT Yne-
HOB CeMbM, HAXOAALLNXCA NOA PUCKOM.

B apyrom nccneposaHum [42], NoCBAWEHHOM reHeTUYECKUM NPUYMHAM KOMMIEKCHbIX
noyeyHbIX 1 yponoruyeckux 3abonesaHuii, 6bino obHapyxeHo 6onee 60 reHeTUYECKMX
BapriaHTOB MU MyTaLMI, CBA3AHHbIX C NpuYnHamm FSGS (dokanbHOro cermeHTanbHOro
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rnoMepynockfeposa), BKnoyas (Ho He orpaHnumnsanco) PAX2, ACTN4, nHBepTUpPOBaHHbIN
¢dopmuH 2 (INF2), TRPC6, COL4A3/4/5. DT nccnefoBaHuA NogyepKUBatoT, 4To obLine Ba-
PUaHTbl MOTYT MPUBECTU K FEHETUUYECKOM apXUTEKTYPE, CXOXKel C AUTeHHON HacneACTBEH-
HOCTbI0, BO3HUMKAlOLLEN 13-3a pefKnX MyTaL i B ABYX Pa3HbIX NOKyCax.

B nccnegosaHum [43] 66110 BbisiBNeHO cBbie 100 HOBbIX FrEHETUYECKMX MAPKEPOB,
CBA3aHHbIX C NMOBbILIEHHbIM PUCKOM Pa3BUTKA PI1. TK faHHble 6blIV NONTyYeHbl B pe3yb-
TaTe MeTaaHann3a reHOMHbIX acCoLMaTMBHbIX nccnegoBaHuin (GWAS), oxBaTbiBatoLLero
LaHHble 6onee 140 000 My>XUH.

B koHTekcTe paka Ml nccnegosaHue [44] npoaemMoHCTPMPOBaso, YTo MyTaL M B reHe
TERT (Tenomepasa obpaTHaa TpaHCKpunTasa) NpucyTcTBytoT 6bonee uem B 70% cnyvaes
paka MII. 5To oTKpbITUE NO3BOMAET MCNONb30BaTb MyTauum TERT Kak noTeHumanbHbINA
6uomapKep s paHHen AUAarHOCTUKM M MOHUTOPUHIA 3PPEKTUBHOCTA IeYeHUs.

Cnevumann3npoBaHHbIN BbIMycK »KypHana «Diagnostics» nocssAeH 6nomapkepam Y3
N NOAYEPKMBAET BaXKHOCTb AMArHOCTUKM KaK Mepbl KOHTPONA 1 neYveHna 3aboneBaHuin
[45-54]. B yponorun aHTureH, cneunduryecknii ansa npoctatbl (PSA), cTan nepenomMHbim
6romapkepom ana Pll, nameHasa naHawadT AMarHOCTUKK, pe3ynbTaTbl leueHus, peungm-
Bbl 1 BONTOCPOYHbIN NporHo3 PI1. OgHako pak MIT ABnAeTcA OgHUM 13 OCHOBHbIX BUOOB
paka 6e3 HaleXkHOro TYMOPHOro mMapkepa. BoifiBneHne 6riomapKkepoB ypoTennanbHOro
paka B obpasuax Moum MOXKET ObITb 060CHOBAHHBIM M 3$HEKTMBHBIM METOAOM A5 ANa-
FHOCTUKN U MOHUTOPUHIA 3TOr0 COCTOAHUA.

Llenesaa Tepanua yponormyecknx OHKONOrMyecknx 3abonesaHuin npeacraBnsaeT co-
601 NepenoBoe HanpaBfieHVe, OCHOBAHHOE Ha UCMOMb30BaHNY HOBEMLINX MONeKynap-
HO-HaMpaBJIEHHbIX NPEMNApPaTOB M KOMOUHNPOBAHHBIX TePANeBTUYECKUX NOAXOLOB, YTO
No3BosAeT JOCTUraTb 3HAUUTENbHbIX YCMEXOB B SleYeHMM paka C MAUHMMalbHbIM BPeaoM
ANA 300pOBbIX TKaHen [55]. OTa cTpaTerna neyeHnA akTVBHO MCMONb3yeT AOCTUXKEHUA
B 06nacTi reHOMUKN 1 MPOTEOMUKM ANA UAEHTUOMKALMN MONEKYIAPHBIX MULLEHEeNR,
cneundUUHbIX ANA OMNyXoneBblX KNeTOK, YTO NO3BOMAET OCYLLEeCTBAATb NepCOHaNn3Mpo-
BaHHbIV NOAXOA K IEYEHNIO KaXkaoro nauneHTa [56].

PaspaboTka 1 KnMHUYeckoe npumeHeHne NHrM6mnTopoB EGFR oTKpbinn HoBble BO3-
MOKHOCTW NS NeYeHnn paka rmmobaacToMbl, LEMOHCTPUPYA 3HAUNUTENbHbIA aHTUTYMOP-
HbI 3GPeKT 1 cNOCOBHOCTbL MpeBpaLLaTb MMMYHOMOTMYECKM «XONMOLHYI0» MUKpPOCpeny
B «rOPAYYIO», UTO ycunmaaeT 3$PeKTUBHOCTb MMMyHOTepanun [57]. Takon nogxon noa-
yepKnBaeT NoTeHUMan KOMOUHNUPOBAHHOW Tepanun B NPeofoNeHNN PE3UCTEHTHOCTA K
NeYEHNIO U YNYULLIEHUN KNUHUYECKNX MCXO[0B.

AHanmn3 monekynAapHbIX NOATUMOB 1 AEVCTBYIOLMX MULLEHEN UTPAeT KOYEBYIO PONb
B pa3paboTke ONTMMasbHbIX CTPaTernin neyeHuns, No3Bonaa naeHTnGULMpPoBaTb HOBble
6uomapKepbl An1A NPOrHO3npPOBaHNA OTBETA Ha neveHune. MiccnenoBaHuA B 3To obnactn
NpefoCTaBAAOT BaXKHble CBELeHMsA, KOTopble MOryT ObITb MCMONb30BaHbl ANA cTpaTudu-
Kauuu naumneHToB 1 Bbibopa Hanbonee 3¢ppeKTUBHOrO TleYeHns, OCHOBAHHOIO Ha reHeTu-
yeckoMm 1 moneKkynapHom npodusne onyxonun. Ocoboe BH1UMaHe B neveHun Pl ygensetca
610KMPOBKE CUTHANIbHOTO MYTU aHAPOreHHOro peLenTopa C NCNoJib30BaHMEM MNpenapa-
TOB, TaKMX KakK 3H3anyTamug u abupatepoH, KOTopble EMOHCTPUPYIOT BbICOKY 3ddek-
TUBHOCTb B TEpanuu MeTacTaTUYeCcKoro KacTpaT-pe3ncTeHTHOro paka npocratbl [58].

B ogHom 13 nccneposaHuin [59] aH3anyTamma NpOAEMOHCTPUPOBAN yayuyllueHne Me-
[VaHbl BbXKMBaeMocTy 6e3 meTacTa3oB Ha 36,6 MecsLa no cpaBHeHUo ¢ 14,7 mecaua B
KOHTPOJIbHOW rpynne, nonyyasLuen nnaye6o.
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B obnactn paka MI1 akueHT caenaH Ha uHrnéutopax FGFR, npeacrasnaowmx cobomn
Lenesylo Tepanuio Ana naymMeHToB ¢ MyTaumamuy B reHax FGFR3 wnn FGFR2, uto gemon-
CTpupyeT obelatoLme pesynbraTbl B KIMHUYECKUX UCMbITaHUAX. DpaadutnHmb (nprumep
TaKoro MHrmérTopa) nokasan B KNMHUYECKMX ncnbitaHnax ¢asbl [l obuyto addekTmBHOCTL
oTBeTa oKkono 40% y naLyMeHTOB C YCTONYMBBIMU 1 MeTacTaTuyeckumm dopmamu 3abone-
BaHWA, MeloLWNX akTuBmpytowme myTtaumm FGFR [60].

B nccneposaHum [61] 6b1/10 NOKa3aHo, YTO NALMEHTbI C METAaCTaTUYECKO MeNaHOMOV,
nonyyasLume KoMbUHauumo nHrnbutopa BRAF (BemypadeHn6) n nirnbmntopa checkpoint
(unnnumymab), geMoHCTpUpPoOBany MeanaHy obLuel Bbixnsaemoctu 11,5 mecAua no cpas-
HeHuto € 9,9 MecALa Yy NauMeHTOB, NoJTyYaBLUMX TONbKO BemypadeHn6.

Tak>ke Ba)KHbIM acCMeKTOM MHTErpaTMBHOIO NoAXoAa ABAETCA NCMONb30BaHNE MoJie-
KynAapHo-reHeTMyeckoro npodunmposBaHna ans Bbibopa Hanbonee nogxofsllen Tepa-
nun. Hanpumep [62], B Pl onpegeneHne ctatyca mytaumn B reHax BRCA1/2 moxeT Ha-
npaenATb BblIbop Tepanuun nHrnbrntopamu PARP, KoTopble nokasanu BbICOKY 3bdeKTrB-
HOCTb.

B nccneposaHuum [63] 66110 NPOAEMOHCTPMPOBAHO, UTO ONlanaprb 3HaUNTENBHO YIyy-
LIaeT KNMHUYECKNe NCXobl Y NalNeHTOB C MeTacTaTUYeCKMM KacTpaT-pe3ncTeHTHbIM pa-
KOM MpOCTaThl, UMeIOLMX MyTaumn B reHax pemoHTa [JHK, Bkntouaa BRCA1/2. PesynbraThl
rokKasanu, YTo MefraHa BblKk1MBaemocTy 6e3 nporpeccupoBaHus 3abonesaHua (PFS) y na-
LiMeHTOB, nonyyasLvx onanapub (MHrnéutop PARP), coctaBuna 7,4 mecaua, B CpaBHEHUN
¢ 3,6 MmecAUa B rpynne, NonyyasLUen CTaHAAPTHYIO FOPMOHabHYI0 Tepanuio.

HecmoTpA Ha MepcneKkTMBHOCTbL LieNIeBOW Tepanuu, BHeApeHNe ee B KIIMHUYECKYo
NPaKTVKy CTaJIKNBaeTCA C PAAOM Npobnem, BKNouas pa3BUTe pe3ncTeHTHOCTY K fieye-
HUIO 1 BbICOKYIO CTOMMOCTb TepaneBTUYecKnx areHToB [64]. Tem He MeHee, MPOAOMKato-
Lmeca nccnefoBaHmaA 1 paspaboTka HOBbIX JIEKAPCTBEHHbIX CPEACTB Y KOMOVHMPOBaH-
HbIX MOAXOAOB OTKPbIBAIOT HOBblE FTOPU30HTLI B IEYEHUN YPOSIOrMYECKUX OHKONormye-
CKMX 3aboneBaHuii, NpefoCTaBNAA HaAeXy Ha ynyJlleHre NPOrHo3a U KauecTBa »KU3HU
naumeHToB.

Bynyuiee reHeTMyecKol Tepanum B yposiormm TECHO CBA3aHO C Pa3BUTNEM Y MPUMEHE-
HMEM MepefoBbIX TEXHOMOMMIA FTeHHOW UHXKEHEPUW, B YaCTHOCTM, CUCTEM PefAKTMPOBa-
HUA reHoB, Takmx Kak CRISPR/Cas9 [65]. 9T MHHOBaALMOHHblE NOAXOAbl NPefOoCTaBAAIOT
YHVIKanbHble BO3MOXHOCTY A1 KOPPEKLUN FreHeTUUYECKNX MyTaLuiA, nexallx B OCHOBe
Y3, Ha paHHUX CTaAMAX UX Pa3BUTKA, UTO OTKPbIBAET NEPCMNEKTMBLI AN NPeAoTBpPaLLeHUA
nporpeccrpoBaHnsa 3ab0neBaHUN U 3HAUNTENBHOTO YNyULLEHNA UCXOA0B NeYeHus.

TexHonorma CRISPR/Cas9, nonyumBlias LWMPOKOe pacnpocTpaHeHne B nocsiegHue
rofbl, No3BONIAET NPOBOAMTb BbICOKOTOUHOE peflakTMPOBaHME reHoMa nyTeM BHeceHuA
n3MeHeHni B cneyndunueckme yyactku JHK [66]. OTOT meTon AeMOHCTPUpPYeT 3Hauu-
TeNbHbI NOTEHLUMAN B UCCIe[OBAHMAX N NleveHnn paka, Bkntodasa Pl v pak MI1, kotopble
ABNAOTCA ABYMA Hanbonee pacnpoCTPaHEeHHbIMY YPONOrMYeCcKUMIN OHKOOrMYeCKUMM
3aboneBaHuAmu. MprmeHeHne CRISPR/Cas9 anAa ueneHanpaBieHHOro pefakTMpoBaHusA
reHOB, OTBEYUAIOLLMX 3@ POCT U BbIXKMBaHME OMyXONeBbIX KNEeTOK, MpefoCTaBAAeT BO3MOX-
HOCTb Pa3pabOTKN HOBbIX FEHETUUYECKUX TePaneBTUUYECKMX CTPATErMIA, HanpPaBieHHbIX Ha
yCTpaHeHue NepBonpuYMH 3a60NeBaHN Ha MONEKYIAPHOM YPOBHeE.

OpHuM 13 BaxHbIx NpumMepoB npumeHeHna CRISPR/Cas9 B oHkonorum asnaeTca nc-
cnepoBaHue [67], HanpaBneHHOe Ha Koppekuuio myTaunin B reHe PTEN, koTtopbii urpa-
€T KJIIYEeBYIO POJib B Pa3BUTUM MHOTVX BUAOB paka, BKtouas Pr1. YTpaTta dyHkummn PTEN
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HabnofgaeTtca npumepHo B 50% cnyyaes Pl 1 cBA3aHa C arpeccmMBHbIM TeyeHnem 3a60-
NeBaHWA N CHUXKEHVEM YyBCTBMTENIbHOCTM K TPAAMLMOHHbBIM MeTOAaM JledeHns. Mcnosnb-
3oBaHune CRISPR/Cas9 ana BoccTtaHoOBNeHNUA HopManbHow GyHKUmMn PTEN B onyxoneBbix
KJ1ieTKaxX MOXeT CTaTb OCHOBOW AnA pa3paboTKm HOBbIX METOA0B JIeYeHNA, HanpaB/ieHHbIX
Ha ycTpaHeHMe OCHOBHbIX MOJEKYJIAPHbIX MeXaHV3MOB 3aboneBaHuA.

B ObCYXIOEHWE

BeeneHue B ob6nactb ' Y3 noguepKknBaeT Mx 3HAUMMOCTb AJ1A COBPEMEHHON Mean-
UMHbI 1 obellaHne nepcoHanmsnpoBaHHom Tepanuu. PN n pak MI, Kak gBa Hanbonee
pacnpocTpaHeHHbIX yponornyeckmx 3aboneBaHns, HaXoAATCA B LIeHTpe BHMMaHUA UC-
cnepoBaTeniel, CTPEMALLMXCA PACKPbITb reHeTUYeCKne MeXaHU3Mbl X BOSHUKHOBEHNA 1
nporpeccrpoBaHua. C passutnem M 1 TexHONornn pefakTMpoBaHUA reHOB, TaKMX Kak
CRISPR/Cas9, oTKpblBalOTCA HOBble NepcrneKkTrBbl AnA pa3paboTkm 3P eKTUBHbBIX MeTo-
[0B [MarHOCTUKK, neyeHnsa 1 aaxke NpodunakTukm 3Tux 3abonesaHumii.

[eHeTuueckune mapkepbl, Takre Kak MyTaumm B reHax BRCA1, BRCA2 n gpyrux, y»<e go-
Kasanu CBO 3HAaUMMOCTb 1A NpeficKa3aHWA pUCKa pa3BUTUA paka 1 aganTaumm neyeb-
HbIx cTpaTternii. OTKpbITMe MyTaumi B reHe FGFR3 n nx accoumauma c pakom Ml asnaet-
CA elle ofHMM NpuMepom ycnexa M B yponorum, npegnaras HoBble Lienu ans Lenesom
Tepanuu. Takne JOCTMXKEHMA NOJUYEPKMBAOT NOTEHLMAN reHeTUYECKON ANAarHOCTUKM B
paHHeM BbiABNeHNY 3aboneBaHnin 1 pa3paboTke NepCcoHann3MpoBaHHbIX NOAXOMAOB K Jie-
YeHV0, OCHOBaHHbIX Ha MHAVBUAYaNbHOM reHeTMYeckom npodune naumeHTa.

OpHako BHeapeHMe reHeTUYeCKon Tepann B KIIMHUYECKYH0 NPaKTUKY CTajkMBaeTcA
C PAAOM Bbl30BOB. TOUHOCTb 1 6€30MacHOCTb Npouesyp PefakTMPOBaHWA reHOB, MUHM-
MU3auma pucka odpd-tapreT appekToB 1 paspaboTka 3PPeKTUBHbIX CUCTEM LOCTaBKM
peaaKkTUpYoLLNX KOMMIEKCOB B LieneBble KNeTKN TPpebyoT AanbHeNWNX UCCefoBaHnn 1
coBepLUeHCTBOBaHUA. byayliee reHeTnuyeckon Tepanuu OygeT 3aB1ceTb OT NPeoAoNeHNA
3TUX TEXHUYECKUX 1 STUYECKMX NPENATCTBUN, @ TaKkXKe OT pe3yNibTaToB KNMHUYECKNX UC-
MbITaHUI, HanNpPaBAEHHbIX Ha OLeHKY 3GbEeKTUBHOCTN 1 6€30MacHOCTM HOBbIX TepaneBTU-
YeCcKux cTpaTerum.

WHTerpauma reHeTMyeckom Tepannu ¢ Apyrumy MeTofamm leYeHuns, TakumMy Kak um-
MyHOTepanus, npegyaraeT cMHepreTuyecknin 3bdeKT, ycunmsasa aHTUTYMOPHbIN UMMYH-
HbIl OoTBEeT 1 NoBblwasa 3GGEeKTUBHOCTL neyeHna. KomOMHaLma 3TUX NOAXOAOB MOXeT
npefocTaBMTb HOBbIE BO3MOXHOCTY ANA NaLMEHTOB C YCTONUMBBIMUK K CTaHAAPTHLIM Me-
Tofam neyeHna dopmamu paka. PaspaboTka TOUHbIX 1 6e30nacHbIX METOAO0B JOCTaBKM
reHeTMYecKoro matepuarna B OMyxofieBble KNeTKM ABNAETCA KNoUeBo 3ajadert Ha NyTu K
peanusauummv noTeHLMana reHeTYeckon Tepanmm.

B 3AKJTIOYEHUE

leHeTMUYEeCKan JMarHOCTVKa U Tepanusa B Yponorum npeactasnstoT coboi MHoroobe-
Lwaroulyto 0651acTb, CNOCOGHYI0 KapAnHAIbHO M3MEHWTb MOAXOAbI K eveHunto Y3, Hecmo-
TPA Ha CyLLecTBYOWME CIIOKHOCTU, HENpPepPbIBHbIE UCCNIEA0BAHNA Y COBMECTHbIE YCUNA
YUEHbIX 1 KNVHULUCTOB 06eLLaloT MPeogoneTb ST NPensaTCTBUA U OTKPbITb HOBblE ropui-
30HTbI 4/1A YNYULLIEHWA KaueCTBa XU3HW NauneHToB. B 06cyXaeHnn pa3BuTua 1 nprme-
HEHMWA reHeTNYECKON AMarHOCTUKN 1 Tepanun B yposiorum, ocobeHHO B KOHTeKcTe Pl 1
paka M, akLueHTpyeTcA BHUMAaHMe Ha psfe KNoueBbiX acnekToB, BbITeKatoLW X U3 npes-
NOXKEHHbIX MaTepunanos.
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JanbHelilwee pa3BuUTEe reHETUYECKOW Tepannm 3aBUCUT OT PELLEHNA CYLLECTBYIOLLNX
Npo6nem 1 NPOAOSIKEHNA KIVHUYECKUX NCCNef0BaHNIN A1A OLEHKMN ee 3GpdEKTUBHOCTM
1 6e3onacHocT. COBMECTHbIE YCUNNA YUEHbIX, KIVHULUCTOB U PerynsTopHbIX OpraHoB
Heo6XoaUMbl AA Pa3paboTKM CTaHLAPTOB M PYKOBOACTB, KOTOpble obecrneyaT pauuo-
HasIbHOE 1 OTBETCTBEHHOE BHEAPEHVE reHEeTUYECKOW Tepanuu B KNMHUYECKYIO MPaKTUKY.

B COBOKYMHOCTY reHeTMYeckan AMarHoOCTVKa U Tepanuvs NpefoCTaBaioT 3HauUMTe lb-
Hble BO3MOXXHOCTU OIS yiydWeHUs nedeHns Y3, ogHaKo Mx MOMHbIA noTeHuuan Gyaet
peanun3oBaH TOMIbKO MPY YCMELWHOM MPEOJONEHNN TEKYLLMX 1 OyAyLWMX BbI30BOB. MMpo-
[OMKEHNE NCCIefoBaHNIA 1 MHHOBALWI B 3TOW 06M1acTu obellaeT fanbHellne NpopbiBbl
B MOHUMAHMM 1 NledeHnn Y3, uTo B KOHEYHOM WUTOre NMPYBEAET K YYULIEHNIO KayecTsa
MKM3HW NaLNEHTOB.
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