[eHeTnKa byayLero:
kak [JHK-TexHomorum
U3MEHAIOT MEequUNHy

MoneKynAapHo-reHeTHYeckne MeToAbl NO3BONAIOT MCCNe0BaTb FeHOM YenoBeKa ¢ becnpeLieieHTHO
TOYHOCTbI0, BbIABNAA NPUUNHDBI KaK PEAKIAX, TAK U LUIMPOKO PacnpOCTpaHeHHbIX 6one3Helt. 3T A0CTUXeHUA
NeXat B 0CHOBe NepCOHANN3MPOBAHHOI MeANLMHBI — NOAX0AA, NPU KOTOPOM SleyeHue NoabupaeTca ¢ yueTom
UHANBUAYANbHBIX FeHeTUYecKknx 0cobeHHoCTel. Takiie HHOBALM NOBBILLAKT KAYECTBO XWU3HI NALUEHTOB

1 ONTUMM3NPYIOT 3aTPaTbl 34PaBOOXPaHeHNA, fienas MeANLIMHY 00iee JOCTYNHON U TouHON. B HcTuTyTe
reHetuki v uutonorun HAH benapycn akTuBHo paspabatbiBaloT cobcTBeHHble [IHK-TexHonorm, KoTopbie

3dTeM BHEAPAIOTCA B NPAKTUKY.

BbicokonpousBogutenbHoe
CEeKBEHUPOBaHUeE:

NpPOopbIB B ANArHOCTUKE
HacneACTBEeHHbIX
3aboneBaHumn

B mHCTUTYTE TPOBORATCA MCCTIe-
JOBaHMsI IIOTHOTO IIMKJIA C IPYMe-
HeHVeM BBICOKOTIPOU3BOJUTENTBHOTO
CeKBEHMPOBAHUS: OT 3ab6opa 61o-
JIOTMYeCKOTo MaTepuana jo 6uonH-
¢dbopmarndeckoit 06pabOTKM JaH-
HBIX (puc. 1). DTOT MOAXOJ MO3BO-
NsieT aHAJAM3MPOBATH MOJHBIE
TeHOMBI U1 9K30MBI 4eJI0OBeKa C BBICO-
KOVl TOYHOCTBIO I CKOPOCTBIO.

OpmHO U3 K/II0YeBBIX HaIlpaB-
NeHNit paboThl — IOMCK TeHeTH-
4eCKMX (GaKTOPOB, BBI3BIBAIOLIVIX

KaK 4acTble, TAK U pefiKue Hac/le-
CTBEHHbIe 3a00/1eBaHNA. B ClIOXKHBIX
KJIMHNYECKMX CTy4asaX FeHOTUIIN-
POBaHMe IIOMOTaeT BpayaM OIpefie-
UTb IPUYNHY O0JIe3HN, CIIPOTHO-
3UpOBATh €€ pa3BUTHE U NOJOOPATh
MHAVBUYa/lbHOE JIeYeHeE.
brnaropaps gusaiiny co6cTBeH-
HBIX TapTeTHBIX MaHeTIeN I CeKBe-
HMPOBaHNA T€HHBIX CETe, BOBJIE-
YEeHHBIX B IIaTOreHe3 KOHKPEeTHBIX
3ab0eBaHMI, CYIIeCTBEHHO CHM-
YKeHa ce6eCTOMMOCTb UCCIeJ0Ba-
HIIA, TOBBIIIEHA UX JOCTYIHOCTD
U pacHIMpeH IepeyeHb IIaTOIOI UL,
STO NMO3BOMUTIO BBIABUTD CIEKTP
MYTaIVii, XapaKTepHBIX [ 6emo-
PYCCKUX MALIMEHTOB C Le/bIM PAOM
HACJIeCTBEHHBIX O0/Ie3Hell, B TOM

qucie opdaHHbIX (pegkux). boimo
npoBefeHO obcefoBaHMe 6oree
20 meTeit ¢ TaKUMU 3a00JIeBaHU-
AMU, KOTOPBIM IIO pe3yabTaTaM
VICCIEJOBAHMI YCTAaHOBJIEH TOY-
HBIJ IMaTHO3 M Ha3HAYEHO Jieve-
HMe. 3a4acTyIO BbIAB/IAEMble MyTa-
LMV paHee He BCTPedasnch B Ipy-
IVX MONMY/IALMSX.

CosmectHo ¢ PHIIIT «Kapguo-
JIOrUsA» U3y4eHbl TeHeTUYeCcKue
HPUYMHBI HAC/TeACTBEHHBIX 3a00-
JI€BAHUM CEPAEYHO-COCYAUCTON
CHCTEeMBI, BKJII0OUasg aHEBPU3MY
TPYZAHOI A0PTHI U1 pa3NMyYHbIe TUIIbI
KapguoMMONaTHUil M KaHajloma-
T, CBA3aHHbBIE C PUCKOM BHe3all-
HOJI CepIe4yHoi CMepTH. YCTaHOB-
JIEH CIIEKTP MyTauuii B 6oee 4eM
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BUONOIMNMYECKUE HAYKU

Puc. 1. TIONHBIA LMKN NCCnegoBaHNN € npUMeHeHNEM BbICOKONMPOU3BOANTENIbHOIO

CeKBeHnpoBaHUA

Puc. 2. CNeKTp MOHOFeHHbIX 3a60/1eBaHMI, aCCOLMNPOBAHHbIX
C pasHbiMy MyTaumamm B reHe LMNA (namuHa)

200 reHax, YTO IO3BOJISIET IIOBBI-
CUTb TOYHOCTD AU depeHnanb-
HOJI AMAarHOCTUKIY U BBISIBUTH Oec-
CUMIITOMHBIX MX HOCUTENEN A
CBOEBPEMEHHOTO IIPOBEJEHNA NPO-
GUMTaKTNIeCKUX MEPONPUATHUI
(puc. 2).

B corpymanyectBe ¢ MuHCKOM
00/1aCTHO JeTCKOM KIMHUYECKON
OObHNUIEI N3yYeHa TeHeTUYecKas
IIPUPOJA HECOBEPLIEHHOTO OCTEOre-
He3a — PEfIKOro 3a60/IeBaHN A, BbI3bI-
BAIOILIETO YaCThbIe IIEPETIOMBI KOCTEIA.

TeneTnyeckoe TeCTMpoOBaHME I03BO-
JINJIO BpayaM ONpefle/INTb TUIIBI
60e3HN 1 Ha3HAYUTD 3PPeKTUB-
HoOe JiedeHe. BriepBble B Mupe ObIn
OIVICAaHBI 12 MaTOreHHbIX MYy TALUIA,
BCTpeYaIOIIXCA TONBKO Y bemopyc-
CKMX HaIIeHTOB.

TexHOMOTrMA BBICOKOTIPOU3-
BOJMTE/IbHOTO CEKBEHMPOBAHM A
IIpUMeHAeTCA TaKXKe JI/Is u3yde-
HJSI MMKPOOYOMa — COBOKYITHOCTH
BCeX MUKPOOPraHM3MOB, 00MTA0-
X B opraHusme. B pamkax mcce-

TNOBAaHUII OIIpefie/IecH XapaKTePHBIN
IJ1A DOJITOXKUTEIIEl Halllell CTPaHbl
COCTaB KUIIIEYHOTO MUKPOOMOMa, a
TaK>Xe BapMaHTbI TeHOB. [lonydeH-
Hble JJaHHbIE UCIIONb3YTCA A4
pa3paboTky QyHKIMOHATBHBIX KVIC-
JIOMOJIOYHBIX IIPOAYKTOB.

leHeTnKa
MyNbTUPaKTOPHbIX

N OHKOJIOTNYEeCKUX
3aboneBaHui: Waru

K nepcoHann3npoBaHHOMN
MeauuunHe

Ceppie4HO-COCYAUCThIE 3260-
JIeBaHMS — OffHA U3 I/IABHBIX IPU-
YMH CMEPTHOCTY B MUpe, 4TO
HojYepKuBaeT HeOOXOXUMOCTD
IOJCKA HOBBIX IIOAXOJOB K MX
npoduIaKkTUKe 1 edeHno. ['eHe-
TUYeCKNe MCCIeLOBAHS T03BO-
VIV BBISABUTH JeCATKM BapuaH-
TOB T€HOB, CBA3aHHBIX C HUMI,
paspaboTaThb 1 BHEPUTH METOAMUKY
OLIEHKM MHAVIBUAYa/TbHOTO PUCKa
TpoM6006pa3oBaHuMsL.

Visy4eHne reHeTMYECKIX acIIeK-
TOB 9HIOKPWHHBIX 3a00/1€BaHMII
IIOMOIJIO OIIpefeUTDb KIIoueBble
TeHBI, CBSI3aHHbIE C PUCKOM OXKIpe-
HIS Y caxapHoro fuabera. Pazpabo-
TaHbI IPOGIIAKTINYECKIE TIOXODL,
CHIKAIOII[VIEe BEPOSTHOCTD MTATONIO-
run Ha 15-25%.
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HAYYHbIE 3HAHUA OANA BNAToCoCTOAHUA CTPAHDI

Ocob6oe BHUMaHUE yengeTcs
U3y4YEeHUIO0 ayTOMMMYHHBIX p€B-
MaTH4YeCKUX 3a60/IeBaHMil, TAKUX
KaK IOBeHVM/IbHBII M/IMOATNIeCKII
aptpurt (I0VA) y mereit, peBMaTonz-
HBIJl apTPUT y B3POC/IbIX, CUCTEM-
Has KpacHas BOTYaHKa U JIIOIyc-
Heppurt. [eHeTnyeckas nmpeppac-
MIOJIOK€HHOCTD UTpaeT KIIYEeBYI0
poib B GOPMUPOBAHNY STUX COCTO-
sTHUIL. BbIAB/I€HBl MyTaLlMY, TIOBBI-
mrapouye puck passutusa IOMA y
nIeTel Maaplie 6 JIeT, a TAaK>Ke TeHe-
TUYeCKVe MapKepbl, XapaKTepHbIe
UL pasIMyYHbIX popM 60esHNM — OT
JIETKMX [0 TSIXKETIBIX C CUCTeMHBIMU
IPOAB/IEHUAMMY, YTO HA€T BO3MOXK-
HOCTb TOYHee IIPOTHO3UPOBATD
TedeHue 3a00/1eBaHs Y MHAUBU/Y-
a/lM3MpPOBATD IOAXO/bI K JIeYEeHNIO.

Bospacrnas makynsapHas fere-
Hepanus (BM]]) - ato nmporpeccu-
pylolee 3aboneBaHMe CeTYATKI,
KOTOpOe 4alle BCero mopakaer
nropieti crapiue 60 net. OHO cBA3aHO
C BO3JIeIICTBYEM HeOTaronpuATHBIX
¢dakTOpoB (HampuMep, KypeHUs u
Y®-usnydenns) Ha GpoHe reHETH-
4YEeCKOJ NPefpacloOoXEHHOCTH.
B corpynunuectse ¢ BIMY npose-
IeHO MacuITabHOe UCCIeNOBaHNe,
BK/II04aBIIee 0K0/o 600 4enmoBex, B
pesy/IbTaTe 4ero ObIIN BISIBIEHBI
reHeTMYeCcKle BapMaHThl, Y4acTBY-
IollMe B perylIAuy UMMYHHOTO
OTBETa M IO/ JIep>KaHNUMU TOMeOC-
Ta3a CeTYaTKI, CBSI3aHHbIE C TIOBBI-
ImIeHHBIM prckoM BM]I.

OnKoreHeTuka — ele OJHO BaK-
HOe HallpaBjIeHue paboThl MHCTY-
tyTta. Ha BeI60OpKe 13 6onee yeM
400 manyeHToB C pAKOM MOYEBOTO
Iy3bIps1 OIpejie/IeHbl OCHOBHBIE
reHeTMYecKye HapyllleHN, KOTO-
pble JIeI7IM B OCHOBY METOMIOB IIPO-
THO3MPOBAHMNA BBIXKMBAEMOCTH U
pMCKa MeTacTasMpoOBaHUA. ITU
MeTOJbl y>Ke BHEIPEHBI B IIPAKTU-
4eCKYI0 MeVIMHY, IIOMOTasi OITU-
MM3UPOBATh JIeYEeHNE.

CosmecTtHO ¢ BI'MY paspabo-
TaH cnocob anannsa MukpoPHK,

HMO3BOJISAIOI U OCYLeCTBIATD
TOYHY0 AuddepeHnMaNbHYIO
AVAaTHOCTUKY JOOpOKauyeCcTBEH-
HBIX U 37I0Ka4eCTBEHHBIX Y3JI0-
BBIX o6pasoBaH1/U71 M TOBUIHOM
ese3bl. MeTOIMKa YHUKA/IbHA IS
Bemapycn, MOCKONIbKY coueTaer
BBICOKYI0 YYBCTBUTENBHOCTD U
cnenudUIHOCTD, 0ObecTeynBas
60iee TOYHOE ONpefieieH e TIPI-
POZBI y3/I0BBIX 0Opa3oBaHUIL, 4eM
IpY TPAAVIIIVIOHHBIX TUCTOJIOTIIYe-
CKMX IOAXOfaX. AHANMN3 MpopuIsa
MukpoPHK nossonaetr MunumMu-
3MpPOBAaTh HEOOXOAVIMOCTD VIHBA-
3MBHBIX BMEILIATENbCTB (OMOIICHM)
U crioco6cTByeT 60/1ee paHHEMY
BBISIBJIEHNIO 3/I0Ka4yeCTBEHHBIX
n3MeHeHMI1. Takoke OH BakeH /I
yJIydlLIeHNs IPOTHO3a U Mof60pa
apdextuBHOTO Neuenus. Hampu-
Mep, ucrnonb3oBanne MukpoPHK
miR-375 n miR-205 goka3sano cBoxo
9 deKTUBHOCTD B AMArHOCTUKE
NanuIApHOro paka, a miR-221
u miR-222 - ¢onnukynsapHoi
aJIeHOMBI.

OHK-texHonorun
ONA cCOXpaHeHuA
penpoayKTUBHOro
3[00pPOBbA

HoBble mMOmX0ombl, OCHOBAH-
Hpie Ha [JHK-TexHOMOrMAX, JaI0T
BO3MO>XHOCTb He TOTIBKO TOYHEe
BBISB/IATD NPUYMHBI 0eCIIOAN
U HEeBBIHAIIVBAHN S, HO U IPENOT-
BpalllaTh UX, MUHUMU3UPYS BIU-
AHIE HaCTIeCTBEHHDIX Y BHEUIHUX
(akTOpOB.

B corpymamnuectBe ¢ PHIII]
«Martp u guts» u PHIIL tpancdy-
3MOJIOTVI U MEAULIMHCKMX OMOTeX-
HOJIOrMII pa3paboTaH reHe TMYeCKIit
TEeCT, OL|eHMBAIOINII PUCK pelpo-
AYKTYBHBIX IIOTEPb, BKIIOYAIOMINIL
aHanu3 26 renos. MeTtopuka y4u-
ThIBAaeT K/II0UueBble TeHeTUYeCKIe
¢dakTopsl prcka TpoMb006pasoBa-
HIS, 9TO IIOMOraeT BpadaM JaBaTh
HepCOHAMN3MPOBAHHbIE PeKOMEH/ A

LYY JI71A1 YCTIELTHOTO BbIHALIVBAHN
6epeMeHHOCTI. VIHCTpyKIIY BHe-
IpEeHBbl B MEAUIIMHCKYIO IPaKTHKY,
YTO MTO3BOJIAET CHU3UTD PacXOfbl HA
JIe4eHME U TIOBBICUTD POXK/IAa€MOCTh
Ha 50% cpeny >KeHIIVH C BBICOKUM
TeHETUYECKUM PUCKOM.

Tak>xe coBmectHo ¢ PHIII]
«Martb 1 IUTA» CO30aHbl YHUKA/Ib-
Hble 114 bemapycu MeTopbl inarso-
CTMKY FeHeTUYeCKUX IPUIMH MYX-
CKOTO OecrIofus, BbIABIAIONNE
IV POKUI CIIEKTP NOBPEXLEHUN
JHK B cnepmaTosonpax. ToT HOA-
xoy; 06/1afiaeT BHICOKON 4yBCTBMU-
Te/IbHOCTDIO 1 JJaeT BO3MOXXHOCTb
o6HapyXuBaTh KaK pparMeHTannio
IOHK - naubomnee pacnpocTpaHeH-
HYIO MOJIEKY/IIPHO-T€HETUYECKYIO
HPUYNHY MY>XXCKOTO 6eCIIOnN,
Tak 4 gByHUTeBble pa3pbiBbl JHK,
0COOEHHO KPUTHUYHBIE /ISl TeHOMa,
NpUBOAAIINE K TMOENN KIeTOK,
BKJ/II0YAsl 3UTOTHI ¥ SMOPMOHBIL.

Ycnyru o reHeTMYeCKOMY TECTH-
POBaHMNIO Ha BbIABJIEHUE IPUYNH
6ecryionys ¥ HeBbIHAIIVBAHNUA,
BIIepBbIe pa3pabOTaHHbIE 11 BHEIPEH-
HbIe B VIHCTUTYyTe FeHETUKY U LIUTO-
JIOTMM, OCTAIOTC KOHKYPEHTOCIIO-
CO6HOI1 aTbTepHATUBOJ MUMIOPTHBIM
aHajIoraM U IIMPOKO MPUMEHAIOTCS
B MEIVMIIMHCKMX [JeHTpaX CTPaHBbIL, a
TaK>Ke II0/Ib3YI0TCA CIIPOCOM Y MHO-
CTPaHHBIX IpaXkfIaH.

®apmakoreHoMuKa:
nepcoHanu3npoBaHHbIN
noaxop K ieYeHumio

Ka>xplit 4e/loBeK YHMUKAIEH, U
3TO B IIOTHO¥ Mepe OTPaXKaeTcs Ha
TOM, KaK €r0 OpraHU3M pearupyer
Ha JieKkapcTBa. VIHAuMBKUyaIbHbIE
TeHeTNYecKye 0COOEHHOCTU MOTYT
BIMATH Ha CKOPOCTb YCBOGHM S
IpenapaToB, uX 9PpPeKTMBHOCTD 1
puck no6ounbIX 3 dexTon. Hampu-
Mep, Y HEeKOTOPBIX JII0fiell onpefie-
JIeHHBIe BapUaHTbI T€HOB TPEOYIOT
3HAYMTE/TbHOTO CHVKEHMS JO3bI
VIV 3aMeHBI IIpenapara, 4ToObI
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Puc. 3. Cxema papMaKkoreHeTUYeCKoro TeCTMpPOBaHNs

OnA nepcoHanusaumm nogbopa ieKapcTBEHHOro CpeACcTBa: No pe3ynbTaTtam
TecCTa onpefensaeTca MHAMBYAYaNbHaA 4033, B CJlyyYae BbICOKOrO prcka
No604HbIX 3P HEKTOB Ha3HaAUaETCA aNnbTePHATNBHOE CPefICTBO

130eXaTh OCMOXHeHU (puc. 3).
Ha cerogHsIIHMII leHb B MHCTH-
TyTe y>Ke paspaboTaHbl METOLVKMA
(apMaKOreHeTIYeCKOro TeCTUPOBa-
HMA 1 6e30I1acHoro npyema 6onee
75 JTeKapCTBEHHBIX IIpeapaToB.

CosmectHo ¢ PHIIL] HeBpono-
TUY U HeMIPOXUPYPTUYU U3YIEHO
BIAMAHNME TEHOTUIIA HA Je4eHue
MOJIOIBIX TaIeHToB (18-45 y1eT) ¢
nHpapKTOM MO3ra. BeIABIeHO, 4TO
JUIS 9aCTH MALVIeHTOB KJIOMUJOTPerI,
IIVPOKO MCIIONIb3YeMblil aHTUTPOM-
60TMYeCKNIl IpemapaT, OKa3ancsa
HedPPeKTUBHBIM, B pe3yIbTaTe
Yero Ha3HA4YeHO a/IbTepPHATUBHOE
nedeHne. [eHeTMUeCKe UCCTIENO-
BaHMA II0OKa3aJIy, YTO IIPY JIeYCHNN
BappapyHOM 1033 MOXXET OT/IN-
4aTbcsA B 6 pas, B 3aBUCUMOCTY OT
reHoruma. Ay 18% manuyueHnToB cuM-
BACTAaTUH BBI3bIBAJI PUCK Pa3BUTHA
MMOTIATUY — BMECTO HETO PEKOMEH-
JOBaIN ApyTHUE CTATVHBIL.

[Ipy nevyenun mmusodpeHnn
reHeTUYeCKMe TeCThl IOMOTaIoT
IIPOTHO3MPOBATb PUCK OCTOXKHE-
HUJ OT aHTUIICUXOTUKOB. Hampu-
Mep, y MalIeHTOB C OIpeJeseH-
HBIMV T€HaMU IIOBBIILIIAETCS BEPOST-
HOCTbD JIBUTATe/IbHBIX HAPYIIeHMNIA,
YTO MOKeT HEeTaTUBHO BAUATDH Ha
KauecTBO XM3HU. PaspaboraHa
IIaHe/Ib MapKepoB /IS MHUBUY-
aJIBHOTO Tofi6opa npenapaTos. Tak,
npu popme papmakope3nCTeHTHOM
3MUJIETICUY, BbI3BAHHON MyTaIM-
amu B reHe SCNIA, cpasy peKoMeH-
TOBAaHO Ha3HaueHNe aJIbTepHATUB-
HOJ TEPAIINMN.

B nccnemoBannm, mpoBeieHHOM
Ha MalJeHTaX ¢ OCTeONOopO30M,
BBISIBIEHBI TeHETNYeCKIIe MapKephl,
Bnusomye Ha 3G deKTUBHOCTD
neyeHus 6uchochoHaTaMu u puCK
no6ouHbIX 3¢ppexToB. OcTeorno-
PO3, OTTACHBII CBOMMM HU3KOTPaB-
MaTHYeCKVMH ITepeioMaMM, Tpe-

OyeT JINTeTIBHOTO JIeYeHN 5T, OFHAKO
Y 3HAUMTENTBHOTO YMCIIA CTPAA0-
muXx uM (1o pe3yabTaTaM MCCIe-
noBaHuA —y 39,3%) cTaHgapTHbIE
IperapaTsl He Beeraa 3P eKTUBHBL.
CosmecTHO ¢ Koineramu us bI'MY
u 1-i1 'KB r. MuHcka pa3paboTaHsl
QJITOPUTMBI JIeYeH A1, BK/IIOYAIOIIIVIe
3TaIl TeHeTYeCKOTO TeCTUPOBAHNA
¥ TTO3BOJLAIOIIME TIOf00PATh MHAN-
BUJIya/IbHbIE CXeMBbI T€PATINIL.

B MacTuTyTE T€HETUKM U LIUTO-
norur HAH Benapycu cosman
Pecmy6nmKaHCKMIT LEHTP TeHOM-
HBIX OMOTEeXHOJIOTMIT, aKKPeJJUTO-
BaHHBIN B benopycckoil Hanuo-
HaJIbHOJ CMCTeMe aKKpeUTaluy 1
VIMEIOIII TNIeH31MI0 MuH3paBa.
B HeM BoITIONTHEHO YoKe 6omee 400 ThIC.
TeHeTYeCKUX aHA/IM30B Ha CYMMY
6omee 4,5 MJIH SO/, BBILAHO Oojee
27 ThIC. TeHETNYeCKMX NTACIIOPTOB.

OKkoHOMIYeckmit 9pPexT Takux
nccnenoBaHnit oueBmumen. CHMKe-
HIIe 3aTpaT Ha JIedeHe OCTIOXKHe-
HUI1 ¥ TOCIUTANN3AIVIO TALMEeHTOB
C TSDKeNIBIMM (popMaMM ayTOUMMYH-
HBIX 32007IeBaHMII MOXET Cyliie-
CTBEHHO COKPATUTb PaCcXOfbl 3[pa-
BooxpaHeHusA. Kpome Toro, paHH:Asa
IMaTHOCTMKA TT03BOIAET MallMieHTaM
OBICTpee BO3BPAIAThCs K aKTVBHON
JKU3HH, YTO ITOJIOKUTETBHO CKa3bl-
BaeTCs Ha 9KOHOMIMKE B I[e7IOM. [

A. KunbueBckuii,
3amecTutens NMpeacepatensa
Mpe3ngnyma HAH benapycn,

aKagemuk,

J1. MakapuHa-Knbak,

anpeKkTop MIHCTUTYTa reHeTuKn

n untonorun HAH benapycn, g.m.H.,
. Mopo3uk,

3amampekTopa MIHCTUTyTa reHeTuKkn
n yntonorun HAH benapycn

Mo HayuyHol paboTe, K.6.H.
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