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B mHacrosimee Bpems SKCHEpPTHBIE CHCTEMBI
(3C) u cucTeMBbI MOMACPKKH IPUHATHS PEIICHUN Ha-
XOJISIT CBOE IPMMEHEHHE B PA3IMIHBIX 00IaCTAX IKO-
HOMUKH, METUIIMHBI U HayKH. DKCIEPTHBIE CUCTEMBI
pa3pabaThIBaIOTCS HA OCHOBE MaTeMaTHIECKIX METO-
JIOB, SMIUPUYECKUX JAHHBIX MPEAMETHON 001acTh 1
pe3yIbTaTOB HAyYHBIX HCCIEOBAHUN CIIEIHAJIICTa
npenMeTHol cdepsl. B 3aBHCHMOCTH OT Xapakrepa
pelaemMbIX 3a/ad SKCIEPTHBIE CUCTEMBI JENATCS Ha
IIMPOKOHANIPABICHHBIE U Y3KOHAIPaBIECHHBIE.

B KoHTEKCTE WCCIIeIOBaHUS OCHOBHOW (PyHK-
e JC SBISIETCS MOMyICHUE PE3yIbTaTOB, HE YCTY-
TIAOIINX TT0 Ka9eCTBY U YPPEKTUBHOCTH PEIICHUSIM,
KOTOpBIE TIOTy4YaeT YelIOBEeK — AKCIepT-reHeTuK. Eie
omHa 3HaumMass pyakmmus OC — OOJIETYHTH KU3HD
YeJIOBeKy MpPH PEUIeHUH 3ajad, CBSI3aHHBIX C Hapa-
6otkoit omeita [1]. OC B MeaumuHE NMPEACTABISIOT
OTJIENIbHBIN KJlacc 3a7a4. B kauecTBe npruMepa MOx-
HO mpuBectn DC MOLGEN mist criennaiucToB 10
KJIOHUPOBAHUIO TCHOB B MOJIEKYJISIPHOM TeHETHKE [2],
XOTA OOBIYHO, HECMOTPS Ha BCE TOMBITKA IKCIIEPT-
HBIX CHCTEM paboTaTh Ha ypOBHE CPETHErO CIeIH-
anucTa B CBOEHW 00NMacTh, OHM HE MOTYT 3aMEHHUTh
JMEHCTBYIOIMX TpodeccHoHanbHbIX dKcmepToB. C
npyroit cropoHsl, IC OKa3bIBAIOTCS OYCHH IOJIC3HBI-
MH B 00y9YCHHH HAaYMHAIOIINX CIEITHAINCTOB [3, 4].

OTMeTHM, YTO HE YIajIoCh HAWTH B JIUTEPAType
ormmcanrie DC I U3yUCHHS PE3yIbTaTOB TeHETHYC-
CKOTO TECTUPOBaHU MOTUMOpU3MOB yenoseka. [1o-
MBITKA aBTOMAaTH3AaIMKA PacIIU(POBKH TMPEAPHHU-
MAIOTCS MPAKTUKYIOIUMHU T€HETHKAMU.

Hacrosimmee wucciemoBaHne 3aTparuBaeT psif
po0ieM: HEOOXOIUMOCTh pa3padaThiBaTh aITOPUT-
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MBI JIJIs1 TOIy4YeHUs TpeOyeMbIX (D PEeKTUBHBIX perre-
oyt it OC B MOATOTOBKY JAHHBIX IS pa3paOOTKH
SKCHEPTHOW CUCTEMBI, MPETHa3HAUCHHOU ISl OLIEHKHU
pHUCKa pa3BUTHS COMMAIFHO 3HAYUMBIX 3a00JIeBaHUN
y HaceleHus Ha 0a3e MOJEKYISIPHO-TEHETHIECKOTO
WCCIIEJIOBAHUS C YUETOM JIUTCHETUYECKUX BIUSAHUN
IKOJIOTHIECKHX (DaKTOPOB.

IIpoBomnMoe wcclenoBaHUE HOCHUT MEXKIHC-
LIUTUTMHAPHBIN XapakTep U 3aTparuBaeT MpeIMeTHBIE
o0ylacTy TakuMxX oOJlacTel 3HAaHMI, KaK MaTeMaTHKa,
nH(pOpMaIIMOHHEIE HAYKH, TPO(UIaKTHIECKAsT MEIH-
[IMHA, SKOJIOTHsI, MOJIEKYJISIpHAs TeHETHKA.

CoBpeMeHHass MEAWIIMHA, TOIy4YHUB Oecrpe-
[IeZICHTHBIE AMAarHOCTUYECKHE BO3MOXXHOCTH U3 pe-
CypcoB OypHO pa3BUBAIONIUXCS OMOJOTHICCKHUX U
MH(POPMAIIMOHHBIX HAyK, BBIBOAUT BpadcOHYIO Ie-
SITETPHOCTh HAa TPUHIUIHAIGHO HOBBIC MO3MUIIHH,
CTaHOBUTCS TEPCOHN(UITMPOBAHHONW M TMpelcKa3a-
TEJIbHOW, OCHOBAHHOM Ha YHUKaJIbHOW F€HETUYECKON
MPEIPACIIONOKEHHOCTH YelIOBeKa K pearupoBaHHUIO
Ha pa3INYHbIe BHEITHNE ¥ BHYTPEHHUE BO3ICHCTBHS.

I'eneTnyeckass peaUKIUS ONMpENessieT W HH-
TUBUIyaJIbHBIE OCOOCHHOCTH TIPOTEKaHUs MeTa-
Oonmnyecknx, HEHPOOTMHAMHYECKHX W HMMYHOIIa-
TOJIOTUYECKHX TPOLECCOB B OpPraHU3ME YeNOBEKa.
HaxorutenHasi B HayqHOU JTEparype WHQpOpMAIus
0 MOJNEKYISIPHO-TeHETHIECKUX XapaKTepUCTHKAX,
OTIPENEISIOMINX TIOABEPKEHHOCTH WIIA YCTOHYHBOCTh
OpraHr3Ma YeJOBeKa K BO3IEHCTBUIO IKOIOTHUECKUX
(hakTopoB, muTaHMs, 00pa3a JKU3HU U YPOBHSI CTpEC-
ca, CIocoOCTBYeT (hOPMHUPOBAHHIO Y CITCIIHATHUCTOB
HOBOTO BEKTOpa KIMHWYECKOTO MBIIIJICHHUS, OTpa-
JKAIOIIETO CHCTEMHBINA ITOAXON K OLEHKE 3I0POBBS



gyenoBeka. OmpeneneHHble  KIMMaro-reorpaguye-
CKHE, DKOJIOTHUECKHE U COLMAJIEHO-9KOHOMUYECKUE
YCIIOBUSL TEPPUTOPUU TOCTOSHHOTO TPOXKHBAHUSA
YeJoBeKa, XapaKTePUCTUKH WHIUBUAYAIbHON 30HBI
€ro0 JKU3HENESTeTBbHOCTH («IKOJIOTMYECKOW HHUIIN
WHAMBUIYYMa») MOACIUPYIOT HAa SMUTCHETHUYECKOM
YPOBHE T€HETHYECKHU JETEPMUHHPOBAHHBIE MPOILIEC-
CBl, HUBEIHPYSI WM MPOSIBIISSL PUCKU Pa3BUTHS 3200-
JICBaHUH.

C y4yeToMm HOBBIX 3HaHUI, CACTEMHOIO TOAXO-
Jla K OLIEHKe OO0JIe3HEHHOCTH HACEIICHHS TEPPUTOPUH
YK€ HEIOCTaTOYHO CTaTHCTUYECKUX JaHHBIX HATyp-
HBIX HAOMIONCHUH JJIs1 TPOTHO3a 310POBbS HACEIICHUS
Teppuropun. Pa3paboTka HOBBIX METONOB OLICHKH
PHUCKOB pa3BUTHS COLMATIBHO HAYMMBIX 3a00JIeBaHUI
Ha OCHOBE M3yYeHHS T€HETUYECKHUX MOTUMOP(HU3MOB
YeJIoBEeKa C yUE€TOM SIUTEHETUUECKHUX BINSHUNA OKpY-
YKaroIlel Cpebl MO3BOJIUT OCYLIECTBIIATE HE TOIBKO
MHAVBUIyaJbHBIC, HO U MOMY/SIUOHHBIE POTHO3BI
JUI TEPPUTOPUH TTOCTOSHHOTO MPOKUBAHMS Hacee-
HUSL.

B ycnoBusx akTMBHOM BHYTpPEHHEW M BHEI-
HEHl MHTpalyu, MEXITHUUECKUX OpakoB OKUAACTCS
TpaHchopMalus aganTaluOHHBIX MPOLIECCOB, MOSIB-
JICHWE M3BECTHBIX 3a00JICBaHUI C HOBBIMH XapakTe-
pHUCTHKaMH, BCTpeUa C paHee HEN3BECTHBIMH 3a00I1e-
BaHUSAMHU M PEAKIMAMM OpraHM3Ma Ha BO3AECHCTBUSA
pETHOHANBHBIX OMOTHYECKUX (PaKTOPOB, U3MEHEHHUE
XapakTepa NIUTaHus ¥ 00pa3a >Ku3HU [5].

Hnst paspaborkn DC aBTOpamMH Npennaraercs
B Ka4eCTBE COLMAJILHO 3HAYMMOTO 3a00JIeBaHuUs pac-
cMOTpeTh caxapHbeiid auaber 2 tuna (CJI), pacmpo-
CTpaHEHHBI! MOBCEMECTHO B Pa3IMYHBIX STHUUYECKUX
rpynnax. 3aboneBaHrue B TOCICIHHE IECSITHUIICTHS
nproOpeTaeT AMUAECMUYECKUN XapakTep, CTAHOBUTCA
CEpBE3HON COIMAIbHO-9KOHOMHUUECKOH IMPOoOIeMOi
1151 OOJIBLITMHCTBA pa3BUTHIX cTpaH. [Ipornosupyercs
k 2030 romy yBenuyeHue yncia 3a001eBIINX A0 552
MUJJTMOHOB 4€JIOBEK, uTO Ha 140 MMJUITMOHOB yBENH-
9UT MHPOBYIO KoropTy OombHbeIXx CJI. PocT 3aborne-
BaeMOCTH M pacnpocTpaHeHHocTn CJI mpoucxomut
npenmyiiectBeHHO 3a cuetr CJl 2 tuma (98% ot Bcex
ciydaeB 3aboneBanus CJI) [6].

[Ipenmonaraercs, 4To YNUCIO HE AUATHOCTHPO-
BaHHoro CJI Takxe BHymuTensHo. He MeHee monoBu-
HBI MTALIMEHTOB, UMEIOIUX JaTeHTHbIN CJI, monyuator
JIeYCHUE B CBSI3U C CEPIEYHO-COCYIUCTHIMU 3a00Ite-
BaHMSMH, HApYIICHUSIMHU CO CTOPOHBI Nepudepuye-
CKOM M BET€TaTUBHOW HEPBHOM CHCTEMBI, IMMYHHOMH
CHCTEMBI U HE 3HAIOT O HAJMYUM y HUX nuabeTa, He
BKJIFOYEHBI B CTAaTUCTHKY. ODTOT Kyphe3 CBA3aH HE
TOJBKO C Je)eKTaMU OKa3aHUSl METUKO-TIpOoQHIaK-
TUYECKOM TOMOIIM HACEJIEHUIO, C HEJAOCTAaTOUHOM

MEIMLMHCKONH aKTUBHOCTBHIO MALlMEHTOB, HO U C MH-
JTUBUAYaJIbHBIMHA KIMHUYECKUMH XapaKTepUCTUKaMU
3a00JeBaHMs, ONPEICIAIONIMMUCS TeHaMH Tpeapac-
MIOJIOKEHHOCTH.

Bricokas cmepTHOCTD cpenu 60pHBIX C/I Tpy-
J0CMOCOOHOTO BO3pacTa akTyaJH3HpyeT IMpobieMy
CBOEBPEMEHHOTO BBISIBIICHUSI PUCKOB 3a00JIeBaHUS U
€ro OCJIOXHEHUH. JloCTynmHbIE COBpEMEHHBIE TEXHO-
JIOTUM MOJIEKYJIIPHO-TEHETUYECKOTO TECTHPOBAHUSA
puckoB CJl ¥ pa3BUTHS €T0 OCIIOKHEHUH €lle HE BO-
UM B KJIWHUKO-IMAarHOCTUYECKUE CTAHIAPTHI, YTO
HE MO3BOJSET BpayaM TOCYAAPCTBEHHBIX MEIUIIMH-
CKUX YUYpEKICHHH MCIIONB30BaTh MX Ha IPAKTHKE.
CoOTBETCTBEHHO JUArHOCTHKA €IlIe HEONpEAEICHHO
Jonroe BpeMsi OyeT OCYIIECTBISIThCA IO oOpariae-
MOCTH TIaLIMeHTa K BpadaM c xajobamu uiu Oomes-
HEHHBIM COCTOSTHHEM, TO €CTh HE B COCTOSIHUM MpE-
OoNe3HHU, pUCKa, a yKe NPH HATUUYUN KIMHUYECKUX
MIPOSIBIIEHUH pacCTpOICTBA 30POBbSL.

BrenpenneM B MEIMLMHCKYIO IPAaKTUKYy MO-
JIEKYJSIPHO-TEHETUYECKOTO TECTUPOBAHMSI pUCKA pa3-
Butus CJ[ 2 Tuma m ero OCIOKHEHWH 3aHHMAIOTCS
MIPEUMYILECTBEHHO BpPauyNu—HCCIENOBATENH, a TAKXKe
YaCTHONPAKTUKYIOIIME Bpaud, MOTHBHUPOBAaHHbBIC
Ha TPUMEHEHHE aJIbTEpHATUBHBIX M WHHOBALMOH-
HBIX TEXHOJIOTMH B 00JacTH MEAWIUHBI, IpUBIIE-
YeHHE MAIEeHTOB, IOCTIKEHHE IMOJOXKHUTEIHLHOIO
MEIHMKO-3KOHOMHMUECKoro pesynsTara. Ho u cpenun
CIEMATIMCTOB, TOTOBBIX BHEAPATH MOJEKYIIIPHO-Te-
HETHYECKHE TEXHOJIOTUH, TOJyYEHHE CBEICHUH O
Habope ompeneneHHbIX TEHETUIECKUX MOTUMOpHU3-
MOB — MapKepoB 3a00JeBaHHs MOPOH HE MPHUBOTUT
K oXugaeMoMy 3G QeKTy B CHIy TOTO, YTO BpayH He
TOTOBBI MHTETPUPOBATH MPEICTABICHHBIC PE3yAbTaThI
MOJIEKYJISIPHO-TEHETUYECKOTO TECTUPOBAHUS B Kiac-
CHUYECKMH KIMHHUKO-JUarHOCTUYECKUN KOMIUIEKC H
MOJy4aTh LeJIeBYyI0 MH(OpMALKIO HOBOTO KayecTBa.
Bpauu Taxke He roTOBBI MOTMBHMPOBAThH MAIUEHTOB
U3 TPYII pUCKa Ha MOJEKYIIPHO-TE€HETHUECKOE Te-
CTHPOBaHHE M NMPOBEACHUE NPOPUIAKTHUECKUX Me-
POTIPUATHH B CITy4ae BBISBICHUS PUCKOB.

I'enernueckas npeapacnonoxeHHocts k CII 2
THUIIA YaCTO COUETAETCs ¢ okupeHreM. Crenuanucra-
MU OOHapyX)eHO 0Kono 20 reHoB, MOTMMOP(PHU3MEI B
KOTOPBIX SIBISIIOTCA (aKTOpaMu PHCKa BO3HHUKHOBE-
uust CJ 2 tTuna. Cpenu Hux HanboJee 4acTo TECTHPY-
EMBIMH SIBJIAIOTCS CIIEIYIOUIHE TOMUMOP(PHU3MBIL:

* ABCC8 — penentop cyab(paHUIMOYEBUHBI
(SUR1) G/T Alal369Ser;

» SLC22A1 — TpaHcniopTep OpraHMYECKUX KaTHO-
HoB (OCT1) G/A Gly465Arg;

» TCF7L2 —  TpaHCKpUIIMOHHBIN
C53341T;

¢axTop
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* TCF7L2 - TpaHCKpUNUUOHHBIA akTop 7
G103894T Intron3.
Metabonnueckuii CHHAPOM, CBS3aHHBIN C pU-
CKOM pa3BHUTUA HHCYAHMHOpe3UcTeHTHocTH u CJI 2
TUTIA U OXUpeHue, accoruupoBanHoe ¢ CJI 2 Tuma,
TECTHPYIOTCSI B MaHEIH CICHYIOUNX MOIUMOpPU3-
MOB HapyLIeHUH JTUMHUIHOTO OOMeHa!
*  ApoAl — anomunonporens Al G-75A Promot-
er;
*  ApoAS5 — anonmunonpotenH AS C56G S19W;
*  ApoC3 — anonunonpotenH C3 T-482C Promoter;

e ApoE — anomunomporenn E  E2/E3/E4
Cysl12Arg;
* CEPT - nmepeHocuuk »5dupa Xoiectepona

G1264A Val422lle;

* LDLR — penenrtop TunonpoTeNHOB HU3KOMH IIOT-
Hoctu G7250T;

*  LPL—munonporennnunaza C1791G Ser474Stop;

* FTO — 2-okcommyrapar3aBUcUMas AeMHTEIa3a
HYKJIEHHOBBIX KHCIIOT 2.87653T>A;

* INSIG2 - WHCYAMH-MHOYUUPYIOUMHA OEJIoK
G-10026C Promoter;

* PPARG - peuenrtop akTuBaropa HEPOKCHCOM
C34G Prol2Ala;

* ADRB3 - 06era-3-agpeHepruueckuii peunentop
T191C Trp64Arg;

* GNB3 - ryaHMH HYKJIEOTH/-CBI3bIBAIOLINI
nporeuH Oera-3 (G-6emok b3) — C825T splicing
defect.

Pa3zHooOpasne TreHeTHYecKHX MapKepoB, Xa-
PaKTEepHBIX IS Pa3IHYHBIX TOMYISHOHHBIX TPYIIIL,
yKa3plBaeT Ha HEOOXOAMMOCTH YYHTHIBAaTh 3HAYH-
MOCTbh 3THMYECKON COCTaBIISIIOIICH NMPHU BBIIBICHUU
HaCJIEJICTBEHHOM  TpeapacnonokeHHocTH.  KoM-
IUIEKCHOE M3yueHHe renerndeckux ocHos C/] 2 tuma
B PYCCKOM MOMYJSIMK C yY€TOM MOJIEKYISPHO-TEHE-
TUYECKOTO TECTUPOBAHUS MHOTHX aJJIeNbHBIX Bapu-
AHTOB T€HOB-KaHIMAAaTOB, AaHAJTU30M UX COUETAHH, a
TaKXe acCOLUHMANN C KIMHUYECKMMH U TOPMOHAJIb-
HO-METa0O0INYEeCKUMHU TPOSBICHUSMH MPOBEACHO B
rpymnmne 192 HeponCTBEHHBIX HCTIBITYEMBIX )KEHCKOTO
(m1=120) u my>xcxkoro (n=72) mona K.A. BaxpomeeBoii
(2015) [7].

Jnst co3manust JOCTYMHBIX, MOOMJIBHBIX TPO-
TpPaMMHBIX KOMIUIEKCOB ISl TONACPKKMA Bpada H
HamnpaBlIeHHUd JMATHOCTUYECKOrO Ipolecca Ipu
MPUHATUN PELIEHUS B MHOTOKPUTEPHAIBHOM cpene
C JaHHBIMU O T€HETUYECKOM MpenpacroioKeHHOCTH
TpeOyeTcsi MpoBeICHUE aHau3a OOJIBIINX MacCHBOB
JaHHBIX TEHETUYEeCKUX HCCIIECJOBAHUN, KIMHHUKO-JIa-
OOpaTOpHBIX CBEACHUI, SKOIOTMYECKUX (PAKTOPOB
30HBI JKU3HEAEATENBFHOCTH Manuenta. Mudopmanu-
OHHas Mozienb nanuenTa ¢ CJ[ ¢ yueToM ero reHeTu-
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YEeCKOM TNPEeNpacloNoKEHHOCTH U MHIUBUAYAIBHBIX
MEIMKO-COIIMANIBHBIX XapaKTEPUCTUK B PETNIAMEHTH-
POBAHHBIX 3KOJIOTHYECKUX YCIOBHUAX PErHOHA MO3BO-
JIUT BBISBISATH KOHTUHTEHTHI pucka C/1, opmuposats
MIPOTHO3BI M YIIPABIATH JIE4eOHO-TTPOPUIAKTHIE CKIM
MIPOLIECCOM.

ABTopamu coOpanbl ganHble 0 1250 maruen-
tax ¢ Cll u poncrBenHukax nanuentoB ¢ CJI. Y Bcex
MAIMEHTOB MPOBEACHBI MOJIEKYIAPHO-TEHETHUECKUE
HCCIIEZIOBAaHUS C TECTHUpOBaHMEM M0 maHemsiM «CJ]
2 tumnay, «Metabomuveckuii cuHApOM», «JIumum-
HBIH 0OMEH» C TOTIOTHUTENBHBIMU HCCIICIOBAHUSIMH
OTHENBHBIX T€HETHYECKUX MOJUMOP(U3MOB IO TO-
KazaHUsIM. AHAJIW3 TeHETHYECKUX MOTUMOP(HU3MOB
MPOBOAMWICA B J1a0OPAaTOPHUU T€HHOM TUArHOCTHKH B
HuctuTyTe XuMIYecKoil Ononoruu u GpyHaaMeHTalb-
Hoit Mmenuuuubel CO PAH npu yyactuu cieniuanucToB
MI'T] «I'eHeTHKa ceMEHHOTO 3MOpOBBs» T. XabapoB-
CcKa.

[IpoBenennass pabora MO3BONMIIA TOTYYHTH
BBIOOPKY T'eHOB npeapacnonioxenHoctd kK C/I 2 tuna
(PPARG, TCF7L2 (2 myramun), INSIG2, ABCCS,
KCNIJI1) u reHOB-peIUKTOPOB Pa3BHTHS MeTado-
JIMYECKOT0 CHHJpOMa ¢ MHCYITHHOPE3UCTEHTHOCTHIO
(INSIG2, FTO, ADRB3, GNB3, IL6 (C174G).

Pazpaboran aaroputm pemeHus 3aaad 1o mpo-
rHo3y pa3Butua CJl 2 Tuna ans SKCIEepTHOM CHCTe-
MBI Ha OCHOBE MaréMaTMYECKHX METOAOB aHaIu3a
(comocTaBnenus1) O JaHHBIM MEIUIIMHCKON AUATHO-
CTHKH ¥ TECTHPOBaHUA IeHOB — mpeaukTopoB C/I c
YYETOM HKOJIOTHUECKUX (PaKTOPOB OKpYyKaroIeH cpe-
nel. Oxkugaercd, 9to D9C MO3BOIUT MPOTHO3UPOBATH
WHAMBUyalbHbIE pucku pazButua CJ 2 Tuma u ero
OCIIO)KHEHHH, YOPMHUPOBATH IPOTHO3BI TEUEHUSI U HC-
XOJ0B 3a00JIeBaHUs, ONPECIsITh TeparneBTHYECKUMA
BEIOOp U OLICHWBAaTh OXUAAEMYI0 3()()EKTUBHOCTD
MEPCOHU(UIIMPOBAHHBIX  JIe4eOHO-PeaOMITUTAIINOH-
HBIX MeponpusaTHii [7, 8].

OTMeTnM, 9TO HaOOPHI JAaHHBIX IJIS1 aHAJIM3a B
9KCIEPTHON CUCTEME C MO3UIMHA CUCTEMHON I'€HETH-
KH BKJIIOYAIOT HE TOJBKO MIACHTU(PHUKALMUIO M CTPYK-
TypHBI aHaJIN3 TEHOB — MPEAUKTOPOB, HO U MeXa-
HU3MBI SIIUTEHETUYECKON PEryssiuy UX QyHKIUN Ha
Pa3HBIX YPOBHSX peain3aluy TeHeTHYecKoil nHpop-
MaliH B PAa3INYHBIX SKOJIOTHUYECKUX ycloBHsX. Kak
METOZBI aHalu3a PacCMaTPUBAIOTCS JABa MOAXOJa —
CTaTUCTHUYECKUH U HEMPOCETEBOTO MOJIEIIHUPOBAHUSI.

Ha nepBom sTane ucciaenoBaHuil SKCepTaMu
MpeAMETHON 007acTH MPOU3BOAMIICS BHIOOp 3HAYH-
MBIX (DAaKTOPOB Uil CO3JAHUSI TAHENH STaJOHHBIX
MOAMMOP(U3MOB, ACCOLMUPOBAHHBIX C CaXapHBIM
nuabeToM 2 TUNA, HHCYIMHOPE3HCTEHTHOCTBIO H
ocnoxnenusmu CJl. B ocHOBY uccnenoBaHus ObLIH



MOJIOKEHBI MOMYJISIIUOHHBIE TAHHBIE O TEHETUYECKUX
noauMoppu3Max, PEeryaupyloumx Mpolecchl MeTa-
Oonu3Ma KHUPOB U YIIIEBOJOB, MOJyYEHHbIE B IEPHOJ
¢ 2012 no 2017 rr. B rpymnmne AaJbHEBOCTOYHOIO Ha-
celleHus. BrIABIEHO, YTO U1 NOTY4YEeHHs JOCTOBEp-
HBIX PE3yJIBTaTOB HEOOXOIMMO H3y4aTh FEHHBIE CETH,
pEryaupyIOINe CI0KHBIE IMMYHOTIATOJIOTHYECKUE U
MeTaboIMYecKre MpoLeccs B opranuiMe. Ilpu sTom
YUUTBIBAJIOCH, YTO OIUH HONUMOPGH3M HE HrpaeT
POJH B OLICHKE BIMSIHUS HA PEeaH3alUI0 Pa3TuIHBIX
MaTOJIOTMYECKUX COCTOSHUN. TOJMBKO OIIEHKA TeHHBIX
ceTel MO3BOJISIET PACCUUTATh PUCKH Pa3BUTHUS 3a00-
JIEBaHUH U TPOTHO3 MCXOJIOB.

Okojornyeckas Harpy3ka Ha 0OCIIeOBaHHOTO
YeJloBeKa C ONpEAENIEHHONW T'€HEeTHYECKOM mpeapac-
nosioxkeHHocTh0 K CJI paccuMThIBaeTcs Ha OCHOBE
OamipHON oneHku u3 bJ] «XapakTepuUCTUKH 30HBI
KHU3HEACATEIILHOCTH», B KOTOPOH OH NPOXHBACT H
pabotaer He meHee 80% romoBoro BpeMeHu. [Ipen-
MojaraeTcsi OlleHKa SKOJIOTHYECKON Harpy3Ku B Oa-
max ot 1 mo 10; ¢akTHuecKu HCIOIB3YeTCsS METOI
SKCHepTHOW (Oa/uTbHOM) OIEHKH, OCHOBAHHBIM Ha
MHTETPUPOBAHHOM IOKa3aTeje MO MPUPOAHBIM Cpe-
naM (Boaa, BO3IyX, MouBa). B mpoBeneHHOM Hcciie-
JOBAaHUHU HCIIOJIB30BAIMCH OLIEHKH, IPEACTABICHHEIC
AKCIIEPTOM-3KOJIOTOM [9].

[IpennokeH anropuT™, UCTIONB3YIOIMA METOJ
COIOCTABIICHUsI, OCHOBAHHBIN Ha CPAaBHEHUH 3TAJIOH-
HOU CIeNMaTM3UPOBAaHHOM MaHEeNI TeHOB — Peryls-
TOPOB YITICBOIHOTO M JIMITUAHOTO OOMEHa C MaHEeJbIo
T€HOB, MOJY4YEHHOU B Mpoliecce TECTUPOBAHMS KOH-
KpEeTHOro narueHnTta. B Hactosmiee BpeMs 3Ta onepa-
LS BBITIONHSETCS CIIEIMAINCTOM BPYYHYIO, YTO 3a-
HUMAaeT MHOTO BPEMEHH.

g MOJIeNbHOro SKCIEpUMEHTa MOATOTOBIIE-
HBI PE3yJBbTAThl TEHETUUECKOTO TECTHPOBAaHUs Hace-
nenus (n = 1250), mposeneHHOTO B 00hEME pa3pabo-
TaHHOH CIleNMaIN3UPOBAHHON MaHEIN T€HOB.

HcnpiTanue 3KCNIEpTHOM MOZENN B TECTOBOM
peXMMe MO3BOJIMIIO CAENATh CIETYIOINE BBIBOBI.

Pazpaborannas maHenb HOIUMOP(PHU3MOB MO-
3BOJISIET C BBICOKOM CTENEHBIO BEPOSITHOCTH OTHECTH
MalyueHTa K KOHTHHT€HTY TPYIIbI PHCKA.

Hocrarouno 6ombiioi mponeHt (12-20%) ot-
HECCHHBIX K KOHTUHTEHTY T'PYMIbl PHCKa HE UMEIOT
KIIMHAYECKHUX MPOSIBICHUN 3a00JI€BaHMUSI.

OKcnepTHas cUcTeMa HYXIaeTcs B AallbHEH-
IIEM YCOBEPIIEHCTBOBAHWU B pa3pe3e pacueTa HH-
TErpajJbHOTO TOKa3aresisl 10 NPHUPOAHBIM CpelaM,
XapaKTEPU3YIOIIETO 3KOJIOTHIO TEPPUTOPUHU, U TIPO-
BEICHUH JAIbHEHUIINX TeHETHUECKUX MCCIIeOBAHUM
HaCEJICHUs C LIEIbI0 ONTHMHU3ALMH 3TATOHHOH MaHe-
T TOTTMMOP(HU3MOB.
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DEVELOPMENT OF AN EXPERT SYSTEM TO DETERMINE
THE PREDICTIVE RISKS OF DISEASES

N.Uh. Posvalyuk, S.A. Pogorelov

Modern expert systems are used to solve scientific and research problems in biology and medicine. This paper pres-
ents the research results on the selection of data in order to design a special expert system. The system will be helpful in
identifying risk groups. It is based on molecular genetic testing data of the population living in the environmental condi-
tions of the Russian Far, in order to assess the risk of development of socially unfavorable diseases.

Keywords: expert system, mathematical modeling, prediction, genetic polymorphisms, epigenetic factors.
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