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PE3IOME

B nekuummn paccmatTpmBaeTCA PoJib COBpeMeHHOI7I FEHETVIKM 1 € 3HaYeHVe 015 MeOVLINHDI. Onpe,u,eneHbl Lenn reHeTnkin,
eé CTPYKTypa. [NokazaHo, 4To COBpeMeHHasA MeMUMHCKasA reHeTuKa rnoapasaenAaeTca Ha O6LLJ,yI'O, KITMHNHECKYIO U nabo-
[PATOPHYHIO rEeHETUKY. Taroke BblaeneHbl Takme HanpaBJieHWA reHETUKN, KaK reHOMIKKa, MOJIEKYTAPHaA 1 OroxMnHeckas
reHeTuKa, UNTOreHeTnKa, reHeTrka pa3BnTtnA, OHKOreHeTka  UMMYHOIreHeTKa, d)apMaKOFeHeTI/IKa, nonynAaumMoHHasA
MeHeTrKa, 3KoJIorm4eckasd reHeTka, HyTpureHeTKa, TOKCMKOreHeTrKa. OTmedeHo, 4To okono 20-40 % naumeHToB
KJIVHWK COCTaBASIKOT MaLUMEHTbI C HAaCNEACTBEHHOM NaTONOMMEN. PaCKprTbI OCHOBHblE BO3MO>XXHOCTN COBpeMeHHOI7I
MeHETUKN, Takne Kak CeEKBEHMPOBaHE reHomMa 4enoBeKa, MONEKYNAPHO-reHeTn4ecKada anarHoCcTrka HacneACTBEHHOM
narosiormn, I'IepCOHl/Id)I/ILI,VIpOBaHHaﬂ MeanunHa, reHeTn4eckasd nacrnopTn3auna, BblABIEHNE reHETUHECKIX MapKepoB
OHKOJIOrM4ecKnx 3aboneBaHui, onpepgeneHne I/IHJJ,I/IBI/I,EI,yaJ'IbHOVI HyBCTBUTESIbHOCTU K JIEKAPCTBEHHbIM rMperaparamMm
MeToOaMm (bapMaKOFeHeTI/IKI/I, reHoTepanma paHee HemanednmblX 3abonesaHui, 6I/IOI/IH)KeHepl/I$I B Cd)epe MegnUHbI
N peaakTmnpoBaHe reHoma. SanOHyTbI BOMPOCHI O1ONorn4eckoro CTapeHna opraH13mMa 1 BOSMOXXHOCTW MpoAJieHNA
aKTVIBHOIO JONronetTna MetogamMm COBpeMeHHOl7I MeHETUKN. C,D,eﬂaHbI BbIBOAbI O HeO6XO,EI,I/IMOCTl/I BHEOPEHNA B CNCTEMY
BbICLLUEro MegnLmMHCKOro o6pasoBaH|/|9| 3HaHWI, yMeHI/II7I N HaBbIKOB B 06/1aCTU nponenesTnkn KITMHNYECKOM FEHETUKM,
MeHeT4eCKOro TeCTnpPoOBaHNA, MHTEPMPETUPOBAHNA €ro Pe3yfibTraTtoB, NeHeHNA N I'IpOCbI/U'IaKTI/IKI/I C nCcnonb3oBaHnem
METOO0B COBpeMeHHOI7I FeHEeTUKN.

KnroueBbie cnoBa: reHeTika, It eHoTeparivid, HGDCOHI/ICDML(M,OOBQHHQFI meanymHa, MOJIeKY/IAPHO-reHeTn4yeckas ana-
FHOCTVIKaG, PedaKTrpoBaHe reHoma

Ons untnpoBaHus: Tkadyk E.A., CemuHcknii . K. Posib reHETVKN B COBPEMEHHOW MepguunHe. bavikansckuii
meauumHekuii xypHas. 2022; 1(1): 81-88. doi: 10.57256/2949-0715-2022-1-1-81-88

Jlekunn ons CTyAeHToB, OPAVHATOPOB U acnpaHToB 81
Lectures for students, interns and postgraduates



Bankansckunin meguumHekmn xxypHan, 2022, Tom 1, Ne 1 Baikal Medical Journal, 2022, Vol. 1, No 1

THE ROLE OF GENETICS IN MODERN MEDICINE

Tkachuk E.A. -2, Seminsky 1.Zh. !

T Irkutsk State Medical University, Irkutsk, Russia

2 Scientific Centre for Family Health and Human Reproduction Problems, Irkutsk, Russia

ABSTRACT

The lecture discusses the role of modern genetics and its significance for medicine, determines the goals of genetics
and its structure. It is shown that modern medical genetics is divided into general, clinical and laboratory genetics.
Other fields of genetics are genomics, molecular and biochemical genetics, cytogenetics, developmental genetics,
oncogenetics and immunogenetics, pharmacogenetics, population genetics, ecological genetics, nutrigenetics, toxico-
genetics. It is noted that about 20-40 % of clinic patients have hereditary pathology. The main possibilities of modern
genetics, such as human genome sequencing, molecular genetic diagnosis of hereditary pathology, personalized
medicine, genetic certification, identification of genetic markers for oncological diseases, determination of individual
drug sensitivity using pharmacogenetics methods, gene therapy of previously incurable diseases, medical bioengineer-
ing and genome editing. The issues of biological aging of the body and the possibility of prolonging active longevity
by the methods of modern genetics are discussed. Conclusions are drawn about the need to introduce knowledge,
skills and abilities in the field of clinical genetics propaedeutics, genetic testing and interpretation of its results, treat-
ment and prevention using modern genetics methods into the system of higher medical education.
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AKTYAJIbHOCTb

B 2020 r. reHeTuKe KaK HayKe MCIIOJHUIOCH
120 net. DTO COOBITUE O3HAMEHOBAJIOCH MOIYyYEHUEM
HOBBIX 3HAHUI W OTKPBITUEM IPOPBIBHBIX TEXHOJIO-
IUii B 00JIaCTU €CTECTBEHHBIX U TYMAHUTAPHBIX HAYK.
MHorue 1po6eMbl 310POBbsl HACEJIEHUSI, B TOM YHUCJIe
CBSI3aHHbBIE C HACJIECTBEHHbIMU 3a00J1€BaHUSIMU (MO-
HOTE€HHbIE, XPOMOCOMHbIE, MYJbTU(AKTOPUATbHbIE,
SMUT€HETUYECKUE U DKCHAHCUM TaHAEMHBIX MOBTO-
POB), a TaKxK€ BPOXKAEHHbBIE IIOPOKU Pa3BUTUSI, KO-
JIOTUYECKME U COLIMAJIbHbIE 00JIe3HU 00si3aHbI CBOE-
My 0oJiee MOJIHOMY HAyYHOMY MOHMMal0 UMEHHO Te-
HETUKe. DTO I03BOJISIET pa3padaThiBaTh HOBbIE Ava-
THOCTUYECKUE, JieueOHbIe U MPO(GMIAKTUYECKUE TeX-
HOJIOTUU U TIOIXOMbl B COBPEMEHHOU MEAUIIMHCKOWN
HayKe U TMpaKTUKE.

CTPYKTYPA TEHETUKWN B MEOULINHE

l'eneTnka 4enoBeKka M3ydyaeT SIBJICHUS HacJed-
CTBEHHOCTHM M U3MEHUMBOCTH YeJIOBEKa Ha BCEX YPOB-
HSIX €70 OpraHU3allM U CYILIECTBOBAHUS: MOJIEKYJISIP-
HOM, KJIETOYHOM, OpraHu3MeHHOM U ap. [1].

Meouyunckasn eenemukxa M3y4aeT pPOJIb Haclem-
CTBEHHOCTH B ITATOJIOTUY YeJI0OBeKa, 3aKOHOMEPHOCTHU
repeaavyn OT MOKOJIEHUS K MTOKOJIEHUIO HACIEeICTBEH-
HBIX O0JIe3HEN, pa3padaTbiBaeT METOIbI AUATHOCTUKMU,
JIeYeHUST ¥ TPOGMIIAKTUKA HACIENCTBEHHOM MaTOJO0-
MU, BKJII0Yas OOJIE3HU ¢ HACJIeACTBEHHOM Ipeapac-
MOJIOXKEHHOCThIO [1, 2].

MenuunHcKasi TeHETUKA BKIIIOYACT 06uiyro (13-
y4aeT yHUBepCaJbHbIe TPOSBICHUS HACIEICTBEH-
HOCTU M M3MEHUYMBOCTH Y BCEX KMBBIX OPTaHU3MOB,
B TOM UMCJIE Y YeJIOBEKA), KAuHu1eckyro (U3ydaeT 3TU-
OJIOTHIO, TIATOTeHE3, KIIMHUKY, TUarHOCTUKY, JICUeHUE
U Ipo(pUIIaKTUKY HACJIeACTBEHHbBIX 00JIe3HEl Uea0Be-
Ka) U aabopamopHyto (13ydaeT J1abopaTOpHbIE METO-
JIbI TMaTHOCTUKM HACJIEICTBEHHBIX 3a00JIeBaHUI Ue-
JIoBeKa) reHeTuky [1, 2].

B paMkax MeIUIIMHCKOM TeHETUKHU Pa3BUBAIOTCS:
2eHomuka (M3ydaeT TeHOM KaK COBOKYITHOCTb T€HOB
opraHusma), yumoeeHemuka (U3y4aeT 3aKOHOMEPHO-
CTH HACJIEJICTBEHHOCTU BO B3aMMOCBSI3U CO CTPOSHUEM
U (PYHKIUSIMU OPraHOMIOB, B OCOOEHHOCTU XPOMO-
COM), MOAGKYAAPHAS U Ouoxumuveckas eeHemuxa (U3-
yuaiotr usmeHenus1 JJHK u PHK Ha monekynsipHom
YPOBHE), umMMmyHoceHemuka (M13ydaeT HacJaeICTBEHHbBIC
¢dakTOphl UMMYHUTETA), eeHemuka pazeumus (A3yda-
€T IPOoIIeCcC pean3alny TeHeTUIeCKOoM nH(pOopMauu
B XOJI¢ MHAVWBUIYaTbHOTO Pa3BUTHS OPTaHU3MOB), 10~
NYAAYUOHHAS eeHemuka (U3ydaeT pacIipenejieHue Ja-
CTOT ayjieiell U UX U3MEHEHHE TIOJ BIUSHUEM IBU-
KYIIMX CWJI 3BOJIIOIIMU: MyTareHe3a, eCTeCTBEHHOTO
oTOOpa, Ipeiia reHOB M IIOTOKA T€HOB), (papmarko-
eenemuka (M3ydaeT HacJeICTBEHHbBIE OCHOBBI Bapua-
OesbHOCTU 2(P(PEeKTOB JIeKAPCTBEHHBIX CPEJACTB U I10-
3BOJISIET IpeacKa3biBaTh 3((OEKTUBHOCTh U Oe301mac-
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HOCTb TIpY MPUMEHEHUHU JEKApCTBEHHBIX CPEICTB
y TIAIIMEHTOB), 9K0A02Uu4ecKas eeHemuxa (U3yJaeT re-
HeTWYeCKHe acTIeKThl B3aMMOJCHCTBISI OpraHM3Ma 0T
BJIMSTHUEM CPelIbl O0MTaHUS), HympueeHemuka (13yda-
€T FeHEeTUYECKHE TIPEeIPacIiONOKEeHHOCTH K 3a00ieBa-
HUSIM C YYETOM IeHETUUECKUX BapHMalliii 1 IoTpedJie-
HUEM TTUTATEeIbHBIX BEILIECTB), MoKcuKoeeHemuka (13-
y4yaeT MpoLecChl BCAChIBAHUSI, pacipeleeHUS U DI -
MUHaIUM TOKCUHOB) U np. [1—3].

BO3MO>XHOCTN COBPEMEHHON
FrEHETUKW B MEOWLIMHE

I'eHeTuka — Hayka 00 OCHOBaX XKM3HHU, 3aKOHO-
MEpHOCTSIX €€ pa3BUTHS, HACICACTBEHHOCTH U W3-
MEHYMBOCTH, MH(MOPMAILITMOHHBIX KOJIAX, COCTABIISIO-
LIMX OCHOBY Bcero xuBoro [2]. HecMoTpst Ha aKTuB-
HO€ pa3BUTHE T€HETUKU, Ha CETONHSIIHUA MOMEHT
9TO MoJiojasl Hayka — e Bcero 120 aer. Oduumaib-
HO POXIEHMEM COBPEMEHHOUN Te€HETUKHU CUUTAeTCs
1900 r. — roa nepeoTKpbITUS 3aKOHOB MeHnens [1].
XOTS OCHOBBI T'€HETUKMU OBbLIM 3aJI0XKEHbI 3a10J1r0
JI0 3TOT0, OPUIIMATBHBIN CTAaTyC TeHeTUKa TMOTyJIrIa
TOJILKO TIOCJIe He3aBUCUMBIX Imyosmkauuii I'. ne ®pu-
3a, K. KoppeHnca u . Uepmaka ¢ U3710KE€HUEM OCHOB-
HBIX 3aKOHOB HacyenoBaHus. Ha 3ape cBoero poxkie-
HUS TeHEeTHKa paccMaTpuBaIach Kak HayKa O Haclien-
CTBEHHOCTHM M M3MEHYMBOCTH, M TOJIBKO IIOCTE OT-
KPBITUST (PyHIAMEHTAIBHBIX 3aKOHOB MOJICKYJISIPHOM
OMOJIOTMHU CTaJIM TOHSTHBI CYIIIHOCTh M MECTO TeHe-
TUKM B Pa3BUTUU OMOJIOTMYECKUX M MEIUITMHCKUX
Hayk [4, 5]. Pa3Butre nHhOpMalOHHBIX TEXHOJIOTUIA,
OIepUPYIONINX TU(MPOBBIMU KOAAMHU, TTO3BOJISTIOLIN-
MM ONHMCATh W 3alIpOTrpaMMMPOBATh JIIOOBIE MpOlIec-
CHI C TIOMOIIBI0O MaTeMaTUYeCKMX CHMBOJIOB, TTO3BO-
JIUJIA COTTIOCTaBUTDb T€HETUKY 1 MH(OPMATUKY U 0CO3-
HaTh Bce Oe3rpaHUYHbIe BOBMOXKXHOCTUA TeHETHKU [6].

MenunyHa Bcerga uckaaa o0bsCHeHUe ImaTopu-
3MOJIOTUYECKUM TIpolieccaM B OpTaHU3Me, M TOJBKO
Osarogapsi reHeTUKe MOsIBUJIACh BO3MOXHOCTh OoJiee
JeTaIbHO OOBSICHUTH IPOIECCHl POCTa, Pa3BUTHS,
(DYHKIIMOHMPOBAHUS, HAPYIIEHUS 3I0POBbs, CTape-
HUS U cMepTu opranusMma [1, 2]. CeromHst U3BECTHO
yxe okoyio 5000 Xopolio onucaHHbIX HACAEACTBEH-
HBIX Oosie3Heil. I'eHeTnueckne 0a3pl JaHHBIX, TaKUe
kak OMIM (Online Mendelian Inheritance in Man)
[2], conepxaT onucaHue 6oJjiee yeM 37 ThICSY pa3ind-
HBIX HaCJEACTBEHHBIX aHoMaauil [1—3], u 3Tu KiIu-
HUYECKUE OIMMCAHUSI TIOTOTHSIIOTCS KaXIbIii JeHb.

CeronHs yXe M3BECTHO, YTO CPEIU BCEeX MPUUMH
rocruraiu3anuu namueHToB 20—40 % cocTaBisioT
HacJieICTBeHHbIe 3a0oeBaHus [7]. B crpaHax ¢ pa3-
BUTOI CUCTEMOM 3IpaBOOXPAHEHUSI TEHETUYECKUE Ha-
pyuienusi onpeaesior: 80 % yMCTBEHHOU OTCTANIO-
ctu [2], 70 % Bpoxn€HHoit ciaenoTsl [2], 50 % Bpox-
I€HHOI rayXoThl [2], 40—50 % caMompoM3BOJIBHBIX
aboptoB [2] u Beikuabiieit u 20—30 % MiaageHYecKoi
cMepTHOCTH [2]. Okoiso 30 % mepuHaTaIbHOR U HE-
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OHATaJIbHOU CMEPTHOCTH TPUXOAUTCS Ha BPOXKAEH-
Hbl€ MOPOKM Pa3BUTUSI W HACJIEACTBEHHbIE 0OJIE3HU
¢ apyrumu nposisiaeHusimu [1]. ExxeromHo poxaaroT-
¢ 5—5,5 % nereit ¢ HacneACTBEHHBIMU OOJIE3HSIMU
WIN BPOXAEHHBIMU IIOpOKaMu pa3BUTUs [3]; yacTb
HacJ1eICTBEHHOU MaToJIOTMU MaHU(DECTUPYET WIU U~
arHOCTUPYETCS MO3Xe (BILJIOThH A0 MPEKJIOHHOIO BO3-
pacTta) 1100 Mmpu €€ HaJIUu4YuKM He AUArHOCTUPYETCS
BoBce [3]. IIpakTuuecku Bce TSKEJble KIMHUYECKUE
cliyyau, HEOObSICHUMbBIE MaTO(PU3NOJIOrMYecKue pe-
aKkiuu, 3a00JieBaHUS C MPOTrPEAMEHTHBIM TeUeHUEM
1 Hed(EeKTUBHON KJIACCUMYECKOI Tepalmeil cMello
MOXHO Ha3BaTb CUHAPOMaMM HACJIeCTBEHHbIX 3200~
JIeBaHU I MO0 MaTOJOTUEN ¢ HACIEACTBEHHOU OTSTO-
meéHHocThIo [1]. I Bc€ aTO MHOrOOOpa3ue naTojaoruu
MOXHO OOBSICHUTb C TOYKU 3pEHUS TeHETUKU. B CBsI-
31 C 9TUM T'€HETUKY MOXHO Ha3BaTb (DyHIaMEHTaJb-
HOW KJIIMHUYECKOW MUCUUIUIMHOU C KOJIOCCAIbHBIMU
BO3MOXXHOCTSIMU U MEPCIEKTUBAMU TE€PAMUU.

Hexotopnie aBTOpHI [1—3] BBIOEISIOT OCHOBHEIE
YEpPThl COBPEMEHHOU T'€HETUKM, TaK1e KaK TOUHOCTb
00001IeHu 1 UX (HyHIAMEHTaJIbHOCTh, OObEKTUBU-
3alMs TOHUMaHUS NaTO(U3NOJOTMUYECKUX MTPOLIECCOB
U COBPEMEHHBIX METOJOB MCCJIEIOBAHUS KaK Ha Op-
FaHM3MEHHOM, TaK M Ha MOJIEKYJSIPHOM, KJIETOU-
HOM, TKaHEBOM, OpPTaHHOM, MOIMYJSLIUOHHO-BUIO-
BOM U OuocchepHOM YpOBHSIX [2].

C navasioM mexayHapoaHoro rnpoekta HGP (The
Human Genome Project, mpoexkT «HenoBeueckuii re-
HOM») TOJIOXXEHO Havyaylo pa3BUTUIO (PyHIAMEHTaIb-
HBIX OCHOB MePCOHU(ULIUPOBAHHON MEIUIIMHBI, pa3-
pabOTKe HOBBIX MEAMKAMEHTOB U METOJOB JICUEHMSI |2,
8]. IIpoekT ocTaércsl KpyMHEHIIIMM MeXXIYHAapOIHbIM
IIPOEKTOM, KOI/Ia-JIM0O0 IIPOBOAMBIIUMCS B OMOJIOT MU
u MeauunHe [3, 8]. On Havancg B 1990 r. mog pyko-
BoacTBoM JIxkeiimca Yorcona. B 2000 r. 6611 chop-
MUpPOBaH paboOyuili YEPHOBUK CTPYKTYpbl T€HOMA,
K 2003 r. 6bUTO CEKBEHMPOBAHO 85 % reHomMa 4ejioBe-
ka. ITpoekT ObL1 3aBepiuéH B 2022 r., Korga ObLIO 10-
CTUTHYTO TOJIHOE CEKBEHUPOBAHME FreHOMa YeI0BeKa
[2]. OcHOBHOI1 00BEM CEeKBEHMPOBAHMSI ObLI BbIIOJ-
HEH B BAALIATA YHUBEPCUTETAX U UCCIIEN0BATEIbCKUX
uentpax CIIA, Benukobpuranuu, Sdnonun, ®paH-
uus, I'epmanun u Kuras [1, 8].

CekBEHMPOBAHNWE TeHOMa MO3BOJUJIO BBIUTHU
Ha KaueCTBEHHO HOBbIII YPOBEHb PA3BUTUS MEIUIIU-
Hbl, @ UMEHHO K MepCOHU(MULIMPOBAHHON MEIUIIMHE.

IlepcoHanu3upoBaHHas MeIMLIMHA — HOBasl Op-
raHu3alMOHHAas MOJeJib MOCTPOEHUST MEAULIMHCKOMN
MOMOIIIM TTAlIMEHTAM, KOTOpasi OCHOBBIBAETCS Ha MO/~
0ope MHAMBUAYATbHbBIX JIEUEOHBIX, TMATHOCTUUYECKMUX
U TIPEBEHTUBHBIX CPENICTB, ONTUMAJIBHO MOAXOASAIIMNX
Mo OMOXMMUYECKUM, (DU3UOJOTUUYECKUM U TE€HETU-
YeCKMM OCOOEHHOCTSIM opraHusma [9]. OcHoBHas
€€ 11eJib — 3TO MNEePCOHAIM3ALUS U ONITUMU3ALINS Jie-
YeHUs U NpOUIAKTUKU JIJI UCKIIIOUEHUS] HEraTUB-
HBIX MOCJIEICTBAN U OCIIOKHEHUM, TIPOSIBIISTIOLIIUXCS
U3-32 UHAMBUIYAJIbHBIX TEHETUYECKMUX OCOOEHHOCTE.
IlepcoHuuupoBaHHas MEAUIIMHA UCIOJIb3YeT UH-

HOBALIMOHHBIE TMATHOCTUYECKME METOAMKHU U TapreT-
HbIE TIpernapathl (Tpenaparthl, IPUIEIbHO BO3ICHCTBY-
IOIIMe Ha IMaTOJOTUYECKUl ouyar 6e3 Bpema JIsl 310-
POBBIX KJIETOK opraHusMma) [9].

BriepBble TEpMUH «ITepCOHATN3MPOBAHHAS MEIM -
IIMHa» OB MCIOJIb30BaH B KayeCTBE Ha3BaHUS MO-
Horpaduu Kepana JIxeitHa B 1998 r. u Havan ymo-
muHatbcsds B MEDLINE B 1999 r., ogHako Oosblias
YacTb aBTOPOB CBS3BIBAIOT TMEPCOHMMUIINPOBAHHYIO
MEIULIHY ¢ (PapMaKOreHOMMKOM 1 (papMaKOTreHETH -
koii [10]. IlepcoHudulimpoBaHHass MeIULIMHA, OCHO-
BaHHAs Ha TEHETUYECKUX OCOOEHHOCTSIX OpraHu3Ma,
WMeeT CHHOHUMBI: OpPUEHTHPOBAaHHAs, TOA00paHHas,
OCHOBaHHas Ha TeHOTUIIE, MHANBUIYAIM3UPOBAHHAS
WA OCHOBaHHAsl Ha WHAWBUIYAJTbHOM IIOAXOIE Te-
panusi; "HGOPMaLMOHHO 000CHOBaHHAasI, CUCTEMHas,
reHomHas (genomic medicine), mpeackazaTenabHas
(predictive medicine) win MeauIMHA IO 3aKa3yuKa
(tailored medicine); npenapaTbl FTeHETUYECKOTO Oeii-
cTtBus ((hapMakoreHomuka, papmMakoreHeTnka, dap-
MaKOIIPOTEOMMKaA); KOMILJIEKCHOE 3IpaBOOXpaHEHME
(oObenMHEHUE NMAarHOCTUKU, CKPUHMHTA, IpoduIaK-
TUKU, JICYEHUsI 1 MOHUTOpUHTA) [9, 10].

BecoMbiM BKJIaIoM B pa3BUTHE ITEPCOHUPULIPO-
BaHHOI MEAUIIMHBI SIBJISIETCS CO3MaHNE TEHETUIECKOTO
rmacrnopTa. MeTonyka mo3BoJIsieT ONPEASINTh He TOJIb-
KO HacJeICTBeHHBIe OOJE3HM, HO M TMpPeapacIioio-
JKeHHOCTD K Pa3BUTHUIO HEKOTOPBIX MHOTO(PaKTOPHBIX
U OoHKoyiornyeckux 3adojeBanuii [8, 10]. ITpu co3na-
HUU T€HETUYECKOTO MacIopTa BO3MOXHO MpeacKasa-
HHE BO3pacTa pa3BUTHUs 3a00JIeBaHUI U TIJIaHUPOBA-
HUe TNpoduIakTUYecKuX meponpusaTtuil. I'eHeTuue-
CKUI1 MacIopT MO3BOJISIET ONPENEIUTh HAlIMOHATBLHOE
MIPOMCXOXKIECHNE U STHUYECKUIA COCTAaB TeHOB (aApeiid
FeHOB), IPeApPaCHOJOXEHHOCTh K OMNpeaceéHHBIM
BUIIaM CIIOpTa, CIIOCOOHOCTU K HayKe M MCKYCCTBY,
JINYHBIE Ka4ecTBa, OCOOEHHOCTH peaKIIMy Ha JieKap-
CTBEHHBIE CPENCTBA, MPUBLIYKM, YCBOCHUE BUTAMU-
HOB M MUKPO3JIEMEHTOB, a TAaKKe MUIIEBbIE TTPUCTPa-
CcTUs U 0ocoOeHHOCTU MeTabonu3ma [11]. Best aTa uH-
dopmanys Mo3BOISIET CAENATh KU3Hb MHIMBUIYyyMa
0oJsiee KaueCTBEHHOU M OCO3HAHHOM.

Pa3BuTne reHeTMKM MO3BOJIMIIO BBIBECTH Ha HO-
BBIIf YPOBEHb MOMOIIbL OHKOJOTUYECKUM OOJBHBIM.
OHKOTreHeTHKa pa3BMBaeTCs B HECKOJBKMUX HaIlpaB-
JIEHUSX: TOHO30JI0TUYeCKasi U paHHSIS TUAarHOCTUKA,
¢apmMakoreHeTHKa B OHKOJIOTMH M TIPOTHO3MPOBAaHME
ucxonoB [12]. C moMmollblo BbISIBIEHUS OHKOT€HOB
MOXHO Kak pa3pabarbiBaTh MPOMUIaKTUIECKUE Me-
POIPUSTHS, TaK ¥ HA PAHHUX CTAAMSIX PA3BUTHUSI OITy-
XOJIeit TPOBOIUTH X IUATHOCTUKY, HE TEPss BpeMe-
HU Ha aHaJIM3 Pa3BUTHUS KIMHUYECKUX MPOSBICHUI
3a00jieBaHUs, Ha3HA4YaThb TapreHTHoe JieueHue [12].
B Hacrosiee BpeMs TPyIHO TEPEOILEHUTh POJIb Te-
HETMKHU B MIOHMMaHUKU MEXaHM3MOB BO3HUKHOBEHUS
OITyXOJIeH, IMarHOCTUKM U JICYEHUU OHKOJIOTUIECKUX
3a0oeBaHui. [1poduib MOJIEKYISIPHO-TEHETUYECKUX
U3MEHEHUN JIEXXUT B OCHOBE OOHOBJIIEHHOM KJlacCU-
¢uKaLy HOBOOOpa30BaHUI UesloBeKa, UaeHTU(dUKA-

JleKkumn ons CTyAEeHTOB, OPAVHATOPOB U acnpaHToB
Lectures for students, interns and postgraduates



Bankansckuin meguumHckmn »xypHan, 2022, Tom 1, Ne 1

Baikal Medical Journal, 2022, Vol. 1, No 1

1IMs] UX TEpPMUHAIbHOU MyTalluU SIBJISIETCSI OCHOBHBIM
9TanoM JabopaTOPHOM AMArHOCTMKM HACJIEICTBEH-
HBIX OHKOJIOTUYECKUX CUHAPOMOB, C KaXIbIM T'OI0M
pacimpsIoTcs HOMEHKJIaTypa W OOJacTU MpUMEHE-
HUS TECTOB MO BbISBJIEHUIO COMAaTUYECKUX MYyTalUi
JIJIs1 BLIOOpA MepCOHAIM3UPOBAHHOM TapreTHOU Tepa-
MU B OHKOJIOIMU, BCE OOJIblliee 3HaUYeHUE Mpruodpe-
TaeT yyacTHMe I'eHETHKa B KOHCYJbTUPOBAHWUM MallM-
eHToB [12]. Bcerna Hy>kHO IIOMHUTb, YTO JI000€E 3J10-
KayeCTBEHHOE HOBOOOPA30BaHUE SIBJSIETCS] FeHETUYE-
CKMM 3a00JIeBAHUEM.

MHauBuayanbHas HEMepPeHOCUMOCTD JIEKapCTBEH-
HBIX MPEINapaToB U3BECTHA JaBHO, HO C MOSIBJIEHUEM
T€HETUKU BTO SIBJIEHUE CTAJIO BO3MOXHO OOBSICHUTD.
dapmakoreHeTKa O00beIMHWIA TEHETUKY U apma-
KoJjioruio [13]. BriepBbie CBSI3b MeX1y MHIUBUAYAJIb-
HOM peakliueii 4eJoBeKa Ha JIEKAPCTBEHHOE CPEACTBO
U TeHeTUYeCKUM nedekToM pepMeHTa Oblia yCTaHOB-
JieHa JUIsi MUOpeJiakcaHTa CyKuuHwixoauHa. ITosa-
Hee aHaJOTUYHbIE MCCJIENOBAaHUS ObUIM MPOBEACHBI
JIJISI IpernapaToB NpuMaxyuH U n3oHuasua. Oco6eHHO
OypHoOe pa3BuTHe (papMaKoreHeTUKa MoJIydniia mocje
BHEAPEHUS Ha PhIHOK Iipenapara Warfarin (Wiskonsin
Alumni Research Foundation), KoTophblii moKa3aJj Bbl-
COKYI0 3(p(heKTUBHOCTD MO MPEIOTBPALLEHUIO TPOM-
005MO0IMYECKUX OCIOKHEHUI Y O0JIbHBIX, IEPEHEC-
mux uHpapkT muokapaa. Ilpu aToM yactora reMop-
paruyecKux ocjaoXHeHUI Ha (poHe IpuéMa mperapara
npocturana 10—16 %, Ho MOIbITKA YOpaTh €ro U3 K-
HUYECKOM MPAaKTUKKU MpHBEIa K CYIIECTBEHHOMY PO-
CTy NIOCTUH(APKTHHBIX OCIOXHeHU [13].

CerogHsi ycTaHoOBJIeHa IToJuMopdHas Ipupoaa
MHOTHUX (DEpPMEHTOB, yYaCTBYIOIIMX B MeTabOJM3Me
JIEKapCTB, ¥ TPAHCTIOPTEPOB, OTBEYAIOIIIMX 34 UX TIPO-
HUKHOBEHHE U BbIBeACHUE U3 KJeTOK. OrnpeneaeHue
aKTUBHOCTU (PepMeHTa C MOMOIIbIO T€HETUYECKO-
ro TUNMUPOBAHUS SBJISIETCS OIHUM M3 CaMbIX IPO-
CThIX U 3(pPEeKTUBHBIX (papMaKOT€eHETUYECKUX MOMI-
XOJIOB JUISl KOPPEKLMU J03bl Tpernapata U ONTUMMU-
3aluu (papmakorepanuu [14]. AKTUBHOCTb (pepMeH-
TOB, METaOOJU3UPYIOLIMX JIEKAPCTBEHHbIE CPENICTBA,
4acTO BapbUpYyeT B 3HAUUTEJIbHBIX MPeeiax y 310p0o-
BbIX JI0Jeli. B pe3yabrare 3TOro CKOpocTb dJIMMUHA-
LIMM JIeKapCcTBa MoxXeT oTiandaTtbes B 40 pas [13, 14].

BoisiBieHre MHIMBUAYAJIbHBIX OCOOEHHOCTEM Me-
TaboJIM3Ma UTPAET BAKHYIO POJIb [IPU HEMEPEHOCUMO-
CTU ONPEEIEHHBIX MUILEBBIX MPOAYKTOB (HaNIprUMeD,
MOJIOKA) U IPU Ha3HAYEHUU HEKOTOPBIX JIEKAPCTBEH-
HBIX TIpernapaToB (OpajibHble KOHTPALIENITUBBI U TOp-
MOHaJIbHAas 3aMecTUuTeIbHas Teparus) [15]. Onpene-
JIEHWE TEHETUYECKO NMTPUIMHBI UHAUBUIYATbHON YyB-
CTBUTEJILHOCTHU K TIpernapaTy No3BOJISIET CKOPPEKTUPO-
BaThb 103y, ITOBLICUTH 3(P(PEKTUBHOCTD TEpAIUU U U3-
0exXaTb OCJI0XKHEHUM.

I'eHOTEpanuss — 3TO METO/ JIEUEHUS HACEICTBEH-
HOWM TATOJIOTUU, OCHOBAHHBIA HAa BBEAEHUM 3I0pPO-
BBIX T€HOB B OopraHmu3M mainueHTa [16]. I'eHorepamnus
TECHO CBSI3aHa C pelakTUpoBaHUWEM reHoma. B cBolo
oyepellb, peJaKTUPOBaHUE FeHOMa — HOBBI T€HHO-
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WHXEHEPHBI METOHA, MPUMEHSIEMbIA B T€HHOU Te-
panuu ¥ B MCCIEAOBAHUSAX MO (PYHKUMOHAIbHOM
reHoMmuke. B ocHOBe MeToja JIEKUT MCIOJb30Ba-
HUE crneln@UUHbIX HYKJea3, CIOCOOHBIX BbI3bIBATb
caiT-cnenupuyecKkue u3MeHeHus reHoma. Bxiiioue-
HUe, yaajeHue uin nepemeleHue gpparmeHtons JHK
B FeHOM€ OpraHM3Ma MOXHO MPOBOJUTh C MTOMOIIIbIO
crieuM(pUUIECKU CIPOEKTUPOBAHHBIX «MOJIEKYJSIp-
HBIX HOXHMUIl», KOTOPBIE MO CYTH SIBJISIIOTCS DHIO-
HyKJIea3aMu. Bcero takux Hykjieasz 4 Tuma: MeTraHy-
KJ1ea3bl; HyKjea3bl ¢ LIMHKOBbIMU najbuamu (ZNF,
zinc fingers; Kim Y.G. et al., 1996) [2, 17]; Hykie-
asel TALEN (Transcription Activator-like Effector
Nucleases; Sanjana N.E. et al., 2012) [2, 17]; cucre-
ma CRISPR-Cas (Clustered Regularly Interspaced
Short Palindromic Repeats; Cong L. et al., 2013) [2,
17]. IlepBblit METOA T€HOMHOTO PEIAKTUPOBAHUS I10-
siBUJICSL B 1996 I. 1 ObUI OCHOBaH Ha METOIE LIMHKO-
BoIX najbleB. C orkpbiTueM B 2012—2013 r. MmeTonma
reHetudeckoit nxkeHepun CRISPR/Cas nmosiBunnch
MPUHLUNHAAIBHO HOBbIE BOBMOXHOCTU JUIsI MAHUITY-
JISILIMIA HAa ypOBHE T€HOMa BBICILIMX OpraHUu3MoB. Me-
TOJ OKa3aJics MPOCTbIM Y TOUYHBIM MPU BO3IEUCTBUU
Ha 3agaHHble yyacTtku JIHK, a 3HauuT, MOT OBITH UC-
I10JIb30BaH MNPAaKTUYECKU B JIIOOOI COBPEMEHHOU MO-
JIEKYJISIpHO-0Mo1ornyeckoit Jaboparopuu [2]. C mo-
Moltibio cucteMbl CRISPR/Cas MOXHO OCYyILIECTBISATh
JIIOOble U3MEHEHUS TeHOMa: BKJII0UaTh TOYEYHbIE MY-
TallMM U HOBBIE T€HBI B ONPEJAEAEHHBIN YyUacTOK, yaa-
JISTh KPYMHbIE YYACTKU HYKJIEOTUIHBIX MOCJEI0Ba-
TEJIbHOCTEM, UCIIPABJIATh WIM 3aMEHSTb OTHE/bHbIE
ydacTku reHos [18, 19].

ITpumenenne metoma CRISPR/Cas B koMOuHa-
LIMU C KJIETOYHBIMM TEXHOJOTUSIMU OTKPBIBAET MPUH-
LIMITMAJIbHO HOBbIE BO3MOXKHOCTU MAaTOI€HETUYECKOTO
JiedeHus1 JT00bIX 0os1e3Hei yenoBeka [20]. PegpakTtupo-
BaHME T€HOMAa MOXET ObITh OCYILIECTBJIEHO HA YPOBHE
9MOpHOHA, KOTOPOE ITO3BOJIUT M30aBUTH €ro OT Ha-
CJIeICTBEHHBIX Oosie3Hell. OOHAaKO peJakKTUpOBaHUE
reHoMa 4eJIoBeKa SIBJISIETCS 3TUYECKOU IPo0JIeMOid,
U 3TO B 3HAYMTEJIBbHOU CTENEHU TOPMO3UT Pa3BUTHE
aToro Merona [21].

[pyroe mnepcnekTHBHENIIee HANpaBlIeHUE TeHe-
TUKU B COAPYXKECTBE C KIETOUHBIMU TEXHOJIOTUSIMU —
9TO BO3MOXHOCTb BbIpalllMBaHWs OPTaHOB JUIs1 TPaHC-
wiaHTauuu [22]. Bo BcéM mupe BeaeTcs padboTa B 3TOM
HaIlpaBJI€HUU, U YXKe €CTh MEPBbIE YCIEXHU.

Tak, B TexacCKOM YHUBEPCUTETE BbIPACTUIIM JIET-
kue deyioBeka. Komanma y4y€HbIX M3 MeaULIMHCKO-
ro ueHnrpa Komymouiickoro ynusepcurera (Columbia
University Medical Center, New York) BmepBbie
B MMpe IoJiyunia GyHKIMOHAIbHOE JIETKoe ¢ mepdy-
3UPYEMOM U 3M0POBOMN COCYOUCTOU CUCTEMOM y IpPhbl-
3YHOB ex vivo [22]. BuonHxXeHephl U3 yHUBEPCUTETA
MuunraHa BbIpaCTUIM KyCOK CEpIEYHON TKAHU MBI,
M3pannbckast OuorexHojornyeckast KomrmaHus Bonus
BioGroup, ucnosb3yst TpEXMEPHYIO MOIEIb KOCTU, BbI-
pacTuia KOCTU IpbI3yHOB [22]. Yu€Hble u3 JleTcKkoro
MEIUIMHCKOTO KJIMHUYECKOTOo 1eHTpa B [IMHIIMHHA-
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™ (Oraiio) BbIpaCTUIU TPEXMEPHBIE CTPYKTYPHI Ue-
JIOBEUECKOTO XeJlyJaKa MPU IMTOMOILLU SMOPUOHATIbHBIX
CTBOJIOBBIX KJIETOK [22]. SImoHCKue yY€HbIE BEIPACTUIN
a3 B yaike IleTpu, KOTOpbI COAEPXKUT BCE OCHOB-
Hble ciiou cetyatku [22]. Kopnopauust Genentech BbI-
pactwia rpoctary [22]. [Beiinapckue yyéHble u3 1o-
puxckoro yHuBepcutera (University of Zurich) BeIpac-
TWJIM YEJIOBEUECKUE CepAEUHbIE KJIallaHbl U3 CTBOJIO-
BBIX KJIETOK, HAWJICHHBIX B OKOJIOTUIOAHOMN XXUIKOCTH
[23]. Yuénbie u3 L{1opuXCKOro yHuBepcuTeTa U YHU-
BEPCUTETCKOM IETCKOM OOJIbHULIbI BHIPACTUIIA YEJI0-
BEUECKYIO KOXY C KPOBEHOCHBIMU U JTUMPaTUIECKU-
mu cocynamu [23]. Yuénble U3 aBCTPaIMUCKOro YHU-
BepcuTeTa KBMHC/IEHAA BBIPACTUIIM MTOYKU U3 CTBOJIO-
BBIX KJIETOK Koxu [23]. Buosoru cpasy HECKOJbKUX
crpaH (SImonuu, AMepuku 1 Poccun) 3asiBUIIM O TOM,
YTO CMOIJIM BBIPACTUTD MIOJHOLIEHHbIN aHAJIOT TIEYEHU,
CIMOCOOHBIN OYMILATh KPOBb OT TOKCUHOB U BBITIOJHSITh
npyrue pyHkuuu 3toro oprasa [23]. I'pynna amepu-
KaHCKHMX YYEHBIX BbIpacTuJjia 4eJIOBeUeCKUE MOYEBbIE
My3bIpU, TTOJTHOCTHIO TOTOBBIE K Mepecaike, U3 oopas-
LIOB COOCTBEHHbIX TKaHel nalueHToB [23]. B HacTos-
111ee BpeMsl TEXHOJIOTUSI BbIpalllMBaHUSI U TPaHCILJIaH-
TallM¥i OPraHOB KpailHe OrpaHUYEHHO MPUMEHSETCS
Ha JII0JX, OJHAKO yCHeXW B BTOM 00JaCTU UPE3BbI-
YaiiHO OOHAIEXMBAIOIIIME.

M, HakoHell, reHeTMKa MO3BOJISIET U3yvyaTh MpPo-
rpaMMbl pa3BUTHS XMBOTO OpraHMW3Ma, BKJItoUasi cTa-
peHMue U CMEPTh, UTO JAE€T BO3MOXHOCTb pa3padoTaTh
TEXHOJOTUU MPOJIEHUS aKTUBHOTO AoJironetus. Co-
[JIACHO COBPEMEHHbBIM T'€HETUUECKUM TEOPpUSIM, CTa-
peHue SBJSIeTCS pe3yJIbTaTOM HAKOIUJIEHUS] KpUTUYE-
CKOTO YPOBHS MYTallMii B COMaTUYECKUX KJIETKaxX (Te-
OpHUsl MyTalMii) WM CBSI3aHO JIMOO C MoTepeil 00Jib-
1Ie YacTu TeHETUYECKOTo Marepuasa M3-3a CHUXe-
HUSI aKTUBHOCTU TeJIOMepa3bl (Teopusl TEeJIOMEPOB),
100 ¢ paboToii ompeneéHHbBIX T€HOB, IIPOrpaMMU-
pyIOLIMX afnonTo3 (Teopus 3alporpamMMHUpPOBaHHON
cMmepTtu). Bcero teopuil crapeHusT HaCUUTBHIBAETCS
okoso 100, m OoJpllIast 4YacTh U3 HUX OOBSICHSETCS
FeHEeTUYECKUMU MeXaHu3Mamu [24].

BecbMa nonyasipHbIMU TEOPUSIMU SIBJISIIOTCS Te-
OpUM, OCHOBaHHBIC Ha Jumure Xeidauka. K rpymn-
M€ BTUX TEOPUH OTHOCHUTCS TEJIOMEpPHasi Teopus,
BeiABUHYTass A.M. OnoBHUKOBbBIM. OH mpearnoJso-
XKWJI, YTO CTapeHue KJIETKM CBSI3aHO C YKOPOYEHMU-
€M TIpY KaXJI0M JEJIEHUU TEJIOMEpP XPOMOCOM COMa-
TUYECKUX KJIETOK, BBUIY OTCYTCTBUS B HUX (DEpMEH-
ta Ttangem-JHK-nonumepassl (Tesomepasni). Kor-
Jla TeJOMephbl CTaHyT JocTaToyHo KoporTku, JHK-
rnoJiuMepasa MoTepsieT CrocoOHOCTh PEIIMLIMPOBATD
KoH1bI MosekyJibl JIHK. BkitouaeTcs mpoliiecc amnomn-
TO3a — 3allpOrPaMMUPOBAHHOTO CaMOpa3pylIeHUs
KJIETKW, — YTO OOBSICHSIET CYLIECTBOBAHME MpPENe)ib-
HOTO YKcia ASJEHUI U1 KIETOK YeJOBEYECKOTO Op-
raHusma — 52 peneHus (uuciao Xeigauka) [24]. On-
Hako A.M. OJIOBHUKOB OCTaHOBMJICS TOJIbKO Ha Te-
OPETUUYECKUX MPEANOJOXKEHUSAX U, O0Jiee TOro, 4yTh
MO3Xe OTKa3aJic OT CBOMX B3IJsl0B. TemM He Me-

Hee, BIOXHOBUBIIKCH Teopueil A.M. OJIOBHMKOBA,
Dnu3zabetr biekdepH, Kapon I'peiinep u JIxek Ilo-
CTaK OTKPBLIA MEXaHU3M OTPaHUYEHUST PeTUTMKALINT
JHK ykopoueHueMm TeaoMep U (epMEHT TeJloMepa-
3y, 3a yto B 2009 r. uMm Obula npucyxiaeHa Hobenes-
cKas npemus 1o ¢usuoiaoruu u meauuuHe [24]. Te-
OpeTHYeCcKHe MPEAIONOKEHNS TEHETUKH YKe ceifuac
TTO3BOJISIOT pa3padaThiBaTh HOBbIE METOIVKH JICUSHUS
U PO MIAKTUKY NHBOJIIOLIMOHHBIX 3a00JIeBaHUN Ye-
JIOBeKa, MPOMJIsIs aKTUBHOE JOJTOJIETHHUE.

3AKJTIOYEHUE

Pa3zButie m BHeapeHHE TEHETUUYECKUX METONIOB
B HayYHYIO ¥ TIPAKTUYECKYIO MEAUIINHY CYIIIECTBEHHO
paclIMpsieT BO3MOXHOCTHU YY€HBIX 1 Bpaueii. CoBpe-
MEHHOE BBICIIIEe MEAUIIMHCKOE 00pa30BaHUEe KOHKY-
PEHTOCIIOCOOHOIO CeMaIMCTa HEBO3MOXKHO 0€3 Mo-
JIydeHUsT TeHeTndeckux 3HaHuii. [loaroroBka Bpaya
10001 crielaabHOCTU TpeOyeT He TOJIbKO 3HAHMI,
YMEHMI M HABBIKOB B O0JIACTU TIPOIEAECBTUKU KIIH-
HUYECKOM TeHeTUKM, HO U (hOPMUPOBAHUS HABBHIKOB
TeHETUIECKOTO TECTUPOBAHUS, B TOM YMCIIE MOJIEKY-
JIIPHO-TEHETUUECKOTO UCCIIeIOBAHNS MAllMeHTa, YMe-
HUI UHTEPIPETUPOBATH €T0 Pe3yabTaThl, MPOBOIUTH
NMMarHOCTHKY, Ha3HAYaTh JIeUeHNE M KOHTPOIMPOBATh
ero 3¢ heKTUBHOCTb.

JINTEPATYPA / REFERENCES

1. T'murep E.K., Ily3eipeB B.I1., Kyues C.W. (pen.).
Meoduyunckas eenemuka: HauuoHaabHoe pyKo8odcmeo. M.:
I'DOTAP-Menua; 2022. [Ginter EK, Puzyrev VP, Kut-
sev SI (eds). Medical genetics: national guidelines. Moscow:
GEOTAR-Media; 2022. (In Russ.)]. doi: 10/33029/9704-
6307-9-GEN-2022-1-896

2. boukoB H.II., Ily3eipeB B.I1., CmupHuxuna C.A.
(pen.). Kaunuueckas cenemuxa: yueonux. M.: TOOTAP-
Menua; 2022. [Bochkov NP, Puzyrev VP, Smirnikhina SA
(eds). Clinical genetics: textbook. Moscow: GEOTAR-Media;
2022. (In Russ.)].

3. MytoBun I'.P. Knunuueckast reHetuka. [enomuka
U npomeomMuKa HacredcmeeHHoU namoaoeuu: y4ebHoe nocooue.
M.: TDOTAP-Menua; 2010. [Mutovin GR. Clinical genetics.
Genomics and proteomics of hereditary pathology: textbook.
Moscow: GEOTAR-Media; 2010. (In Russ.)].

4. Topauenko E.H., ITaxomoB H.H. Muccus 6uoioruu
B KOHTEKCTe INI00aJIbHBIX MpobJieM. Boicuuee obpazoseanue ce-
eodus. 2020; (9): 7-14. [Gordienko EN, Pakhomov NN. The
mission of biology in the context of global problems. Higher
Education Today. 2020; (9): 7-14. (In Russ.)]. doi: 10.25586/
RNU.HET.20.09.P.07

5. TaiicunoBuu A.E. 3apooicdenue u pazsumue cenemuxi.
M.: Hayka; 1988. [Gaisinovich AE. The origin and develop-
ment of genetics. Moscow: Nauka; 1988. (In Russ.)].

6. banamenko H.A. MHbopMalMOHHBIE TEXHOJIOTMU
B reHeTuke. Mugopmamuzauus oopazosanus. 2016; (1): 84-

JleKkumn ons CTyAEeHTOB, OPAVHATOPOB U acnpaHToB
Lectures for students, interns and postgraduates



Bankansckuin meguumHckmn »xypHan, 2022, Tom 1, Ne 1

Baikal Medical Journal, 2022, Vol. 1, No 1

94. |Balashenko NA. Information technologies in genetics.
Informatization of Education. 2016; (1): 84-94. (In Russ.)].

7. becconona JI.A., 3unuenko P.A. Ctpykrypa u pac-
MMPOCTPAHEHHOCTh HACJEACTBEHHOUW MAaTOJIOTUU Cpeau
nerckoro HaceneHust Pecny6nuku bamikoprocran. [ledu-
ampus. Kypnan um. I.H. Cneparnckoeo. 2010; 89(6): 38-45.
[Bessonova LA, Zinchenko RA. Structure and prevalence
of hereditary pathology among the child population
of the Republic of Bashkortostan. Pediatrics. Journal named
after G.N. Speransky. 2010; 89(6): 38-45. (In Russ.)].

8. bananosckuii O.I1., 3anopoxuenko B.B. Xpomoco-
Ma-JIETOMUCEI: TaTUPOBKU TEHETUKU, COOBITUS MCTOPUM,
coonasn JAHK-reneanoruun. lenemuxa. 2016; 52(7): 810-
830. [Balanovsky OP, Zaporozhchenko VV. Chromosome
as a chronicler: Genetic dating, historical events, and DNA-
genealogic temptation. Russian Journal of Genetics. 2016;
52(7): 810-830. (In Russ.)].

9. TopobynoBa B.H. MonekyasipHasi reHeTMKa — MyTb
K WHIMBUAYAJIbHOW IEPCOHAJIM3UPOBAHHON MEIUILIMHE.
Ileduamp. 2013; 4(1): 115-121. [Gorbunova VN. Molecular
genetics — a way to the individual personalized medicine.
Pediatrician (St. Petersburg). 2013; 4(1): 115-121. (In Russ.)].

10. demoB WN.W. IlepcoHanusupoBaHHasE MEIUIIMHA.
Becmuux Poccutickoti akademuu meduyurckux Hayk. 2019;
74(1): 61-70. [Dedov II. Personalized medicine. Annals
of the Russian Academy of Medical Sciences. 2019; 74(1):
61-70. (In Russ.)]. doi: 10.15690/vramn1108

11. CepebpsikoBa A.A., Xononosa E.H. I'eHeTnueckast
MacrnopTU3alMsl HaceJeHUs] U BO3MOXHOCTU €€ OCYIIEeCT-
BieHus. Ilpaso u eocydapcmeo: meopus u npakmuka. 2020;
3(183): 51-54. [Serebryakova AA, Kholopova EN. Genetic
passporting of the population and the possibility of its im-
plementation. Law and State: The Theory and Practice. 2020;
3(183): 51-54. (In Russ.)].

12. Xapuenko B.I1., KemenaBa B.B., Ilaiixaes I'.0.,
Xomoposuu O.C. OHKOreHeTMKa M pak MOJOYHOH XKeje-
3bl. Becmuukx Poccutickoeo yHusepcumema opyicovl Hapooos.
Cepus: Meouuyuna. 2006; (2): 172-175. [Kharchenko VP,
Keshelava VV, Shaikhaev GO, Khodorovich OS. Oncoge-
netics and breast cancer. RUDN Journal of Medicine. 2006;
(2): 172-175. (In Russ.)].

13. Teopruesa K.C., [TaBnosa C.U., bornanoBa C.M.,
MakcumoB M.JI. ['eHeTHUYeCKM OOYCIOBIEHHOE MOBBILIEHNE
YYBCTBUTEIBHOCTU K BaphapuHy Yy MaLMEHTKHU 4yBalICKON
nonyasiuvn. Papmaxoeenemura u papmaxozenomura. 2021,
(2): 23-24. [Georgieva KS, Pavlova SI, Bogdanova SM,
Maksimov ML. Genetically determined increase in sensi-
tivity to warfarin in a patient of the Chuvash population.
Pharmacogenetics and Pharmacogenomics. 2021; (2): 23-24.
(In Russ.)]. doi: 10.37489/2588-0527-2021-2-23-24

14. Kupcanosa H.A., FOnam B.JI. BoamoxxHOCTH 1 1iep-
CITEKTHUBBI (hapMaKOTEHETUIECKOTO MCCIIEIOBAaHUS B TOPOJIE
IMetposaBonck. Papmakoeenemurxa u gpapmaroeeromura. 2021,
(2): 10-11. [Kirsanova NA, Yunash VD. Possibilities and pros-
pects of pharmacogenetic research in the city of Petrozavodsk.
Pharmacogenetics and Pharmacogenomics. 2021; (2): 10-11.
(In Russ.)]. doi: 10.37489/2588-0527-2021-2-10-11

15. BuxapeBa A.A., Capnsinuk E.A., 3moxeposa H.B.,
IMonoB A.A., Pa6ununa A.B. OueHka BIMSIHUSI TIOJIUMOP-

Jlekunn ons CTyAeHToB, OPAVHATOPOB U acnpaHToB
Lectures for students, interns and postgraduates

¢u3ma reHa penenropa ButammHa D A283G Ha TsSKeCThb
MEHOITay3aJIbHBIX PACCTPOMCTB U KaYeCTBO JKM3HU MTOCTMeE-
HOTIay3aJbHBIX XKeHIIMH Topona Exarepunoypra. @apmako-
eenemuka u ghapmarxoeenomuxa. 2021; (2): 4-5. [Vikhareva AA,
Safyanik EA, Izmozherova NV, Popov AA, Ryabinina AV.
Evaluation of the effect of A283G vitamin D receptor gene
polymorphism on the severity of menopausal disorders
and the quality of life of postmenopausal women in Yeka-
terinburg. Pharmacogenetics and Pharmacogenomics. 2021;
(2): 4-5. (In Russ.)]. doi: 10.37489/2588-0527-2021-2-4-5

16. Cmupnauxuna C.A., JlaBpoB A.B. I'ennast Tepanust
HacCJIeICTBEHHBIX 3a00JIeBaHUI ¢ MCIIOJb30BAaHUEM TEXHO-
qorun CRISPR/Cas9 in vivo. Meduyunckas cenemuxa. 2016;
15(9): 3-11. [Smirnikhina SA, Lavrov AV. Gene therapy
of hereditary diseases using CRISPR/Cas9 technology in vivo.
Medical Genetics. 2016; 15(9): 3-11. (In Russ.)]. doi: 10.1234/
XXXX-XXXX-2016-9-3-11

17. Camunbuyk E.W. I'eHHas Tepanusi HacaeICTBEHHBIX
3a00JIeBaHUIT — peabHOCTh U TIEPCIIEKTUBHI. [1)16MOH0A0-
eus. 1993; (1): 6-9. [Samilchuk EI. Gene therapy of heredi-
tary diseases — reality and prospects. Pulmonology. 1993; (1):
6-9. (In Russ.)].

18. HukonaeBa E.A., Cemsiuknna A.H. CoBpeMeHHBIE
BO3MOXHOCTH JIeYEHUs] HACJeICTBEHHBIX 3abosieBaHUI
y neteid. Poccutickutl éecmHukx nepunamonoeuu u neouampuu.
2018; 63(4): 6-14. [Nikolaeva EA, Semyachkina AN. Mod-
ern possibilities of hereditary diseases treatment in children.
Russian Bulletin of Perinatology and Pediatrics. 2018; 63(4):
6-14. (In Russ.)]. doi: 10.21508/1027-4065-2018-63-4-6-14

19. Bonotosckuii U., TMonemko A. CRISPR/Cas9 —
cucTeMa pelakKTUpOBaHMSI TeHOMOB. [IpopbIB B MeIMITMH-
CKoil Omosioruu u reHHoi Tepanuu? Hayka u unHosauuu.
2017; 12(178): 59-64. [Volotovsky I, Poleshko A. CRISPR/
Cas9 — genome editing system. Breakthrough in medical
biology and gene therapy? Science and Innovation. 2017,
12(178): 59-64. (In Russ.)].

20. Hemynpwiii A.A., BanetnunoBa K.P., Menge-
neB C.I1., 3akusH C.M. CucreMbl peqakKTUpPOBaHMSI TEeHOMOB
TALEN u CRISPR/Cas MHCTpYMEHTBI OTKDPBITHIL. Acta
Naturae. 2014; 6(3): 19-40. [Nemudryi AA, Valetdinova KR,
Medvedev SP, Zakian SM. TALEN and CRISPR/Cas ge-
nome editing systems — tools of discovery. Acta Naturae.
2014; 6(3): 19-40. (In Russ.)].

21. FOpun B.I'. PegakTupoBaHue reHoMa: COLMAIbHO-
aTUYecKUe MpobiaeMbl (cBogHbIl pedepar). CoyuanvHoie
u eymanHumapHole Hayku. Omevecmeennas u 3apyodedxcHas
aumepamypa. Cep. 8. Haykoeedenue. 2016; 8(2): 21-33.
[Yudin BG. Genome editing: Social and ethical problems
(summary abstract). Social Sciences and Humanities. Domestic
and Foreign Literature. Series 8: Studies of Science. 2016; 8(2):
21-33. (In Russ.)].

22. benukosa K.M. BUONPUHTUHT U BhIpalllMBaHUE Ha-
TypajibHbIX TKaHeil 1 opraHoB B crpaHax BPUKC (Ha npu-
mepe bpazuwnuu, Munuu, Kutas u FOAP): monxoasl 3aKo-
HOIATeIbCTBA 00 MHTEJIEKTYaIbHOM cOOCTBeHHOCTU. [Ipaso
u noaumuka. 2020; (5): 35-57. [Belikova KM. Bioprinting
and culture of tissues and organs in the BRICS countries
(on the example of Brazil, India, China, and South Africa):
Approaches of legislation on intellectual property. Law



Bankansckunin meguumHekmn xxypHan, 2022, Tom 1, Ne 1

Baikal Medical Journal, 2022, Vol. 1, No 1

and Politics. 2020; (5): 35-57. (In Russ.)]. doi: 10.7256/2454-
0706.2020.5.32826

23. Henyiiko C.C., KymnapeB B.A. 3D Ouomneyarthb
Ha clyxX0e JbpIXaTeJbHOW CHUCTeMBbl (0030p JUTEpaTyphl).
Broanemenv pusuonoeuu u namonoeuu ovixanus. 2016; (61):
128-134. [Tseluiko SS, Kushnarev VA. 3D bioprinting
in the service of the respiratory system (literature review).

KoHcnukT nitepecoB

ABTOpbI AEKNIapUPYIOT OTCYTCTBME SBHbIX U MOTEHUMasbHbIX KOH-
(IMKTOB UHTEPECOB, CBA3AHHbIX C My6MKaLmMen HacTosILLEN CTaTbi.

UcTo4HuK buHaHcupoBaHus
ABTOpbI [EKNapupytoT OTCYTCTBME BHELIHEro (UHaHCUPOBaHUSA
O NPOBEAEHNS UCCNERoBaHUs 1 Nybnnkaumm ctatbu.

WUHdopmanlus 06 aBTopax

Tkauyk EneHa AHaTtonbeBHa — [.M.H., OOLEHT, npodeccop Kadenpsbl
NaToNorM4ecKomn hrsnoNorn 1 KIIMHUYECKON TabopaTopHON anarHo-
ctukmn, PrEQY BO «VpkyTckuil rocyaapCTBEHHbIN MEANLHCKNNA YHN-
BepcuTeT» MuHagpasa Poccumn. ORCID: 0000-0001-7525-2657
CemuHckuin Uropb XKaHoBu4 — f.M.H., npodeccop, 3aseayoLmii
kadenpon NaTonormyeckoin husnonorum n KNMHu4Yecko nabopa-
TOpHON aunarHocTukn, ®re0Y BO «/pkyTcknii rocypapCTBEHHbIN
MEOMLIMHCKNIA yHMBepcuTeT» Munsgpasa Poccun. ORCID: 0000-
0002-5982-3875

Ans nepenucku
Tkauyk EneHa AHatonbeBHa, zdorowie38@gmail.com

MonyyeHa 04.11.2022
MpuHaTa 14.11.2022
Ony6nnkosaHa 12.12.2022

Bulletin Physiology and Pathology of Respiration. 2016; (61):
128-134. (In Russ.)]. doi: 10.12737/21464

24. Ceprues I1.B., onuosa O.A., bepe3skun I'.B.
Teopuu crapenusi. Heycrapesatoiast Tema. Acta Naturae.
2015; 7(1): 9-20. [Sergiev PV, Dontsova OA, Berezkin GV.
Theories of aging. Timeless theme. Acta Naturae. 2015; 7(1):
9-20. (In Russ.)].

Conflict of interest

The authors declare no apparent or potential conflict of interest re-
lated to the publication of this article.

Funding source

The authors declare no external funding for the study and publica-
tion of the article.

Information about the authors

Elena A. Tkachuk — Dr. Sci. (Med.), Docent, Professor at the De-
partment of Pathological Physiology and Clinical Laboratory Diag-
nostics, Irkutsk State Medical University. ORCID: 0000-0001-7525-
2657

Igor Z. Seminsky — Dr. Sci. (Med.), Professor, Head of the Depart-
ment of Pathophysiology and Clinical Laboratory Diagnostics, Ir-
kutsk State Medical University. ORCID: 0000-0002-5982-3875

Corresponding author
Elena A. Tkachuk, zdorowie38@gmail.com

Received 04.11.2022
Accepted 14.11.2022
Published 12.12.2022

JleKkumn ons CTyAEeHTOB, OPAVHATOPOB U acnpaHToB
Lectures for students, interns and postgraduates



