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AnHotanusi. Beedenue. PactmdpoBka reHoMa uesioBeKa 1aja HOBOE HAlPABJICHUE Pa3BUTHUIO IIEPCOHA-
JM3UPOBAHHOW MEIWIIMHBI, B OCHOBE KOTOPOHU JIEKHUT IMOJOOP METOAOB JICUCHUS B COOTBETCTBHUH C OCOOCHHO-
CTSIMH (PCHOTHITMIECKUX U TCHOTHIIMIECKAX BAPUAHTOB Pa3BUTHS U TeUEHUs 3a0ojeBaHus marnueHra. Ifens uc-
clledoeanua: CoO3TaHne YIOOHOTO IMPOCTOTO B HCIIOIH30BAHUN BCIIOMOTAaTEIEHOTO HHCTPYMEHTa B paboTe Bpaua,
B (hopMe IPOrpaMMHOTO OOecTIeYeHHUs ISt MOOMIIBHBIX YCTPOMCTB, ISl pacdéTa BEpOSTHOCTH Pa3BUTHSA COCYIH-
CTOH KaTacTpoQBl MEPCOHATH3NPOBAHO I KaXKIOTO MAalMeHTa, HA OCHOBE OLIEHKH YPOBHS IMOKa3areiei Omo-
XUMHYECKOTO CTaTyca, aHAMHECTHUCCKUX JAaHHBIX U PE3yIbTaTOB TCHETHUECKOTO aHalu3a. TaKoi MPOrHO3 Io-
3BOJIMT YTOYHUTHL CXCMY JICUHCHUSA MAIIUCHTA, 6y}1€T OCHOBAH Ha IIOCJIICAHUX JOCTHKCHUAX (I)apMaKOFeHCTI/IKI/I.
Mamepuanst u memoost ucciedosanus. J{okazatrenapbHoil 0a30i HUCCIICAOBAHMS TOCTY)KWIH PE3YJbTAThI MPO-
CIICKTHUBHOI'O Ha6J'IIOJIeHI/I51 KOI'OpThI 13 280 NMafguCeHTOB C UIIEMUYCCKUM HMHCYJIBTOM U MPAKTHUYCCKU 300POBBIX
nobpoosbies. M3 uncna obcnexyembix 180 deaoBek nmepeHecTH UIIEMUYECKU UHCYIIBT B MOJIOZIOM BO3pacTe,
13 HUX 38 MAIMEHTOB MPETEPIICIIH COCYIUCTYIO KaTacTpody aBaxapl. CpemaHuit Bo3pact ere S0-TH MarueHToB ¢
UIIEMUYECKUM MHCYIIBTOM COCTaBHI 73,4 roma. B kadecTBe IpymItbl KOHTPOIIA, AJISl OLICHKH YPOBHS OMOXHMH-
YECKHX IOKa3aTeJe M HalW4dWs BapHaliii B TeHaX, KOHTPOIHUPYIOMIUX TOHYC COCYIOB, IapaMeTPhl CHCTEMEI
PETYISIIH arperaTHOTO COCTOSHHS KPOBH W METaboIM3Ma TOMOLMCTEnHa 00cenoBansl 50 mpakTHYECKH 310-
POBEIX TOOPOBOJIBIEB B Bo3pacte oT 20 1o 43 net (cpemnuit Bo3zpact 31,5+5,82 rox). Beem marnmenTam ¢ umre-
MHYECKAM HWHCYJIBTOM BBIITONHSIN BECh KOMIUICKC WHCTPYMEHTANBHBIX OOCICIOBAaHHUU, MPEIYCMOTPESHHBIX
CTaHIapTOM. Y BCeX 00CJIeIOBaHHBIN BEHITIONHSIN TEKYIIYIO OIICHKY YPOBHS OMOXMMHUYECKHX TMOJAaTeNIeH B Be-
HO3HO KpOBH U OJJHOKPATHBINM aHAIU3 Bapualuii anjeneii 26 reHoB. Pe3yasmamut u ux oocyscoenue. Pazpabo-
TaHa IporpaMMa il MOOMIIBHBIX YCTPONCTB «I €HeTHUeCKUil macmopT JIHIl MOJIOAOTO BO3PAcTa U3 IPYMIIBI BbI-
COKOT'0 pUCKa 10 Pa3BHTHIO MH(pApKTa MO3ra», UMEIolee yJOOHbIA U MOHSATHBIM MHTEpQENC, yIUThIBatOIas
PE3YIbTATHI IIEPBUIHOTO I/ICCHCHOBaHI/Iﬁ rnapamMeTpoB OMOXHUMHYECKOTO CIIEKTpa BEHO3HOM KpOBH U TCHETHUYC-
ckux Bapuanuid. Pa3pa®oTaHHBIN HaMH BCIIOMOTAaTEIbHBIN MHCTPYMEHT U Bpada MO3BONAET YTOUHUTH IUIAH
BBITIOJIHEHHS TIEPBUYHON U BTOPHUYHOM MPOQUIAKTHKN COCYIUCTBIX KaTacTpod), HEOOXOIUMOCTh JIONOIHUTE b-
HBIX 00CJIeIOBaHUIi, CTPOTO CIIEAOBATh MPUHIUNAM (hapMaKOTEHETUKH. 3akirouenue. PazpaboTaHHOE MOOMITB-
HOE TIPIJIOKCHHE (PAKTHICCKH TPEACTABISIET COOON «TEHETHYSCKUHA TacIopT», MO3BOIISET HE TOJIBKO Bpady, HO
U TIALIMEHTY CaMOCTOSTEIBHO OTCIICKHBATh TEKYIIHH YPOBEHB MOKa3aTeNeld KPOBH C LEITBI0 €r0 KOPPEKTHPOBKH.
Yder reHeTHYeCKOH MPEepacloNoKECHHOCTH K TeM WIIM WHBIM M3MEHCHHSIM METa0OJIMYSCKUX IPOIECCOB Opra-
HU3Ma TO3BOJUT MPAKTHKYIOIIMM BpadaM OIICHUTh PUCK Pa3BHTHS HIIEMHYSCKOTO HHCYIBTA, OCYIIECTBISATH
CBOEBPEMEHHYIO NMPOMMIAKTUKY U MPEIOTBPAIICHNE BEPOSITHOCTH OCTPBIX HapyIIEHUII MO3roBOr0 KpoBOooOpa-
IIeHHs, 0COOEHHO Y MAalMeHTOB MOJIOAOTO TPYAOCIIOCOOHOTO BO3pacTa, MPOBOANTH aJICKBATHYIO ATOTeHETHY e-
CKYIO TEpaIuio.

KiawueBble caoBa: mpoduIakTHKa COCYIUCTBIX KaTacTpo(, T€HETHYESCKHH MOIMMOP(H3M, BCIIOMOTra-
TeJbHBIE aBTOMATH3UPOBAaHHBIE HHCTPYMEHTHI B paboTe Bpaya, MaIMeHThl MOJIOJ0T0 BO3pacTa.
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Abstract. Introduction. Decoding of the human genome has given a new direction to the development of
personalized medicine based on the selection of treatment methods according to the specific of the phenotypic
and genotypic variants of development and the course of the patient's disease. The purpose of the study. The
purpose of the study: the creation of a convenient easy-to-use auxiliary tool in the work of a doctor, in the form
of software for mobile devices, to calculate the likelihood of developing a vascular catastrophe is personalized
for each patient, based on an assessment of the level of indicators of biochemical status, anamnestic data and the
results of genetic analysis. Such a forecast will allow to clarify the patient's treatment regimen, will be based on
the latest achievements of pharmacogenetics. Materials and methods. The evidence base of the study was the
results of the prospective observation of a cohort of 280 patients with ischemic stroke and practically healthy
volunteers. Of the 180 people examined, they suffered an ischemic stroke at a young age, of which 38 patients
underwent a vascular catastrophe twice. The average age of another 50 patients with ischemic stroke was 73.4
years. As a control group, to assess the level of biochemical parameters and the presence of variations in genes
that control vascular tone, the parameters of the system for regulating blood aggregation and homocysteine me-
tabolism were examined 50 practically healthy volunteers aged 20 to 43 years (average age 31,5+5,82 year). All
patients with ischemic stroke underwent the full range of instrumental examinations provided for by the stand-
ard. In all subjects, the current assessment of the level of biochemical feeders in venous blood and a single anal-
ysis of the allele variations of 26 genes were performed. Results. A program for mobile devices "Genetic pass-
port of young people from the high-risk group for the development of brain infarction” has been developed,
which has a convenient and understandable interface that takes into account the results of primary studies of the
parameters of the biochemical spectrum of venous blood and genetic variations. The auxiliary tool for the doctor
developed by us allows us to clarify the plan for the implementation of primary and secondary prevention of
vascular disasters, the need for additional examinations, and strictly follow the principles of pharmacogenetics.
Conclusion. The developed mobile application is actually a "genetic passport,”" allows not only the doctor, but
also the patient to independently track the current level of blood indicators in order to adjust it. Taking into ac-
count the genetic predisposition to certain changes in the metabolic processes of the body will allow practitioners
to assess the risk of ischemic stroke, carry out timely prevention and prevention of the likelihood of acute cere-
brovascular accidents, especially in young working-age patients, and carry out adequate pathogenetic therapy.

Keywords: prevention of vascular disasters, genetic polymorphism, auxiliary automated tools in the work
of a doctor, young patients.

BBenenmne. Pa3Butne cocymuCcThIX KaTacTpo(d roJIOBHOTO MO3Ta Y JIAIl MOJIOJOTO, TPYAOCIIOCOOHOTO BO3-
pacTta Bce 00'TBIINM YHCIOM HCCIIeAOBaTeNIe MpU3HaeTcs SMUAEeMUed HOBOro Beka. IIporpaMmel mpoduiakTu-
KU CYILECTBYIOT, OIHAKO CUCTEMBI AU PEPEHIIMPOBAHHOTO BIOOPA KOTOPTHI HACENIEHUS LIS IOXOKACHHS Kypca
TakoW npodunakTuku HeT. CxeMbl (apMaKkoTepaniy pe3BUBILEICS COCYIUCTON KaTtacTpo(bl BKIOYAIOT aHTH-
TpOMOOTHYECKHE TIpenapaThl, OJHAKO JHHEHKa X BHIOOpA IOCTATOYHO IIUPOKA, JJIsI MOBBILIEHUS 3P PEKTUBHO-
CTH 1 0€30TMaCHOCTH WX Ha3HAYCHHsI HEOOXOAUMBI 3HAHUSI 10 (papmakoreneTuke [4].

Kongopmarus 6enKoB, OTBETCTBEHHBIX 32 (papMakoJOrnuyeckuii OTBET Ha ONpeAeNEHHbIA npenapar 3a-
BUCTH OT TCHETHYECKH JETCPMUHHPOBAHHBIX OCOOCHHOCTEH maruenTa. VHAuBHyanbHbIE 0COOCHHOCTH (PyHK-
U PEerenToOpOB KIETOYHONH MEeMOpaHBI, COMPSIKEHHBIX ¢ ()OPMUPOBAHUEM OTBETa Ha KIIOMHAOTPEh, (popMu-
PYIOT alleKBaTHBIN (papMaKOKHHETHYECKUI OTBET MO0 MCKAXKAOT OXKUAAeMYI0 (hapMaKOJAWHAMHKY TIperapara.
JlokazaHo, YTO KIMHMYECKH 3HAYMMbIM 3BEHOM pa3BUTHSA (DOPMBI pPEaKIMH SIBISETCS HOJIMMOP(U3M TeHa
CYP2C19 [6]

[ITnpoko u3BecTHBHIM (PAaKTOM Ha CETOAHSIIHHUN JICHb SBISETCS HAJIMYUE TeHETHYECKH JIeTepPMUHUPOBaH-
HOW PE3WCTEHTHOCTH K aCHHPHHY, YTO MPHUBOAWUT K HE3(P(PEKTHBHOCTH AHTUTPOMOOIUTAPHOU Tepamuu. IDTO
dbopmupyet Oosiee TsDKETYI0 (OPMY HEBPOJOTHIECKOTO JAe(PHIINTA Y MAIIMEHTOB B OCTPOM MEPHUOJIE UHCYJIbTA U
MOBBIIIAET BEPOSITHOCTD PA3BUTHS MIOBTOPHBIX utuemuueckux uncyromos (M) [3].

Hemanoe uncno ucciieoBanuii, TOATBEPKIAIONINX aCCOIUAIINI0 T€HETHIECKUX MOIMMOP(HU3MOB U Cep-
JICYHO-COCYTUCTOM CMEPTHOCTH, TIOCBAIIEHO monmmopdusmy rera GPIlla penenrropos PIAL/A2 [7].
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BaxHnoe 3nauenue [yt hopmMupoBaHus (HapMaKoJIOTHYECKOr0 OTBETA Ha BKJIIOYEHHE B CXEMY Teparuu
MHOTHX CTaTHHOB UMEIOT nonuMopduamel reHa Tpancrnoprepa SLCO1B1 [10, 11].

B Hacrosiee BpeMs N3BECTHO, UTO JeiicTBHE Bap(aprHa TeHeTHUECKH JETEPMUHNPOBaHO. B ocHOBe re-
HETHYECKHX OCOOEHHOCTEH, 00YCIOBIMBAIOIINX WHANBUAYAIbHYIO TyBCTBUTEIBHOCTh K HEMY, JIEXKAT OJHHOY-
Hble HyKJIeoTHIHBIE TIommMopduamet (Single nucleotide polymorphisms — SNPs) — CYP2C9, VKORCI, CYP4F?2
[1]. B uccnenosanmu R. Loebstein u coast. [9] 6bLT0 MOKa3aHO, YTO y MAIKEHTOB C TEHOTHIIOM A/A HabGII01aeT-
csl CHIDKEHHe dKcmpeccuu TeHa, koaupytomero VKORCI, gto o0ycnoBnrBaeT moTpeOHOCTh B HU3KHX 033X
BapdapuHa y 3TOl KaTeropuu nanuenToB. Buenpenne tunuposanus mo reHam CYP2C u VKORCL B mmpokyio
KJIMHUYECKYIO IPAaKTHKY TO3BOJIMT CYIIECTBEHHO YIYYIIHTh 3P ()EKTHBHOCTH NPOTUBOTPOMOOTHYECKOTO AEHUCT-
BUS IIEPOPATIbHBIX AHTUKOATYJISHTOB HEMPSAMOTO ASHCTBHS U CHU3UTh YaCTOTY OCIIOXHEHUH 3Tol Tepanuu [2].

Ha oTBeTHy0 peakuuio NpUMEHEHHsS aHTUTUIIEPTEH3UBHOIO Ipernapara MOTYT BIMATh I€HETUYECKUE
(axTopsl, hapMakoreHeTHYECcKast OLEHKAa KOTOPBIX MOXKET NPUBECTH K YCIEIIHBIM CTPaTETHsIM ONTUMM3AIHH
nekapcTBeHHoU Tepanuu [4]. Hammuune D-annenst acconunpoBano ¢ 6ojiee BHICOKUM YPOBHEM LIUPKYIHPYIOIIETO
ATI® (ot 14% no 50%) u Gonee BBICOKOH aKTHBHOCTBIO TKaHEBOTO (hepMeHTa. ONHAKO MOXKHO OTMETHUTh TCH-
JICHIIMIO K HU3KOM uX addexTnBHOCTH Y obnanateneit D amens. [12]

PacmmdpoBka reHoMa uenoBeka MoJI0KMIA HA4Yalo MOSBICHHIO KOHIETIINH TIEPCOHAIN3NPOBAHHON Me-
JULUHBI, OCHOBHBIM NPHUHIMIIOM KOTOPOH SABIAETCS IMOAOOP METOAOB JICYEHHS B COOTBETCTBHU C I'€HOTHIIOM
MaUCHTOB.

Ieap ucceno0BaHus — CO3AaHUE yJOOHOTO IPOCTOTO B UCIIOJIB30BAHMH BCIIOMOTATEIbHOTO HHCTPYMEH-
Ta B paboTre Bpaya, B OopMe MPOrpaMMHOTO 0OECIIeYeH s I MOOWIBHBIX YCTPOMCTB, IJIsl pacuéra BEpOSATHO-
CTH Pa3BUTHSI COCYANCTOM KaTacTpo(bl MEPCOHATU3MPOBAHO ISl KAXKIOTO MAlMEHTa, Ha OCHOBE OLICHKU YPOBHS
nokasaTesjell OMOXMMHYECKOr0 CTaTyca, aHAMHECTHYECKUX NaHHBIX M PE3YJIbTATOB I€HETHYECKOTO aHalIn3a.
Taxoit IporHo3 Mo3BOJIUT YTOYHUTH CXEMY JIEYCHUs MalueHTa, OyJeT OCHOBaH Ha IMOCIECIHHUX JOCTHXKEHHSIX
(hapMaKOTCHETUKH.

Matepuaabl 1 MeTOAbI HcciaenoBanus. Ha 0a3e BopoHEeKCKOH ropoJCcKoi KIMHUYECKOH OOIBHHUIIBI
CKOpOH MeIUIMHCKON momomy Ne 1 B TedeHHe IIECTH JIET BHINOJIHEHO 00CIe0BaHue, JICUCHNE 1 HAOI0ACHHE
KOTOpTHI 13 280 MarMeHTOB C WIIEMUYEeCKAM HHCYIHTOM M MPaKTUYEeCKH 3I0POBBIX NoOpoBoibueB. C 2015 mo
2021 ronpl, B TEUCHNE IECTH JIET (POPMHUPOBAIN JOKA3ATEIbHYIO 0a3y NCCIECIOBAHUS.

Kpumepuamu exniouenuss cay i cleayrolue nokaszareian: Bozpact ot 18 go 100 ner; KIMHUYECKH
moATBep KIeHHbIH quarHo3 «Mudapkr mozra» (MKB 10-163); Hanndre nHPOPMHPOBAHHOTO COTIIACHS TTAIlUCHTA
Ha y4JacTHe B HCCIICIOBAHUM.

Kpumepuu uckniouenus: Hanmuue odlIecoMaTH4ecKuX 3a00JIeBaHUil B CTaIMM 000CTPEHHSI, OHKOJIOTHYe-
CKOH MaTOJIOTUH.

W3 uncna obcnenyembix 180 yenoBek mepeHeCTH UIIEMHYECKUI HHCYIIBT B MOJIOJIOM BO3pAacTe, U3 HUX 38
MAlMEeHTOB MPETepIeN COCYAUCTYI0 KaTacTpody aaxasl. CpeqHuil Bo3pact euie S0-TH MalMeHTOB C UIIEMH-
YEeCKMM MHCYJIBTOM cocTaBui 73,4 roma. B xauecTBe rpymnimbl KOHTPOJIS, AJIS OLIEHKU YPOBHS OMOXHMHYECKUX
MoKaszaresel ¥ HaJu4yusl BapHaluii B TeéHaX, KOHTPOJIMPYIOMIHX TOHYC COCYAOB, MAapaMeTPhl CUCTEMbI PETyIIAIIH
arperaTHoro COCTOSIHHSI KpOBH M MeTa00IM3Ma TOMOIMCTENHA 00cenoBansl 50 NIpakTHYIeCKH 310pOBbIe J0Opo-
BOJIBIIEB B Bo3pacte oT 20 1o 43 net (cpemuuii Bo3pact 31,5+5,82 rox). Bcem marpieHTaM ¢ HIIEMAYECKAM HH-
CYJIbTOM BBITIIOJIHSUIM BECh KOMIUIEKC MHCTPYMEHTAIBHBIX OOCIIEIOBAHUM, MPETyCMOTPEHHBIX CTaHAapTOM. B
YacTHOCTH, Komnviomepuyto momocpaghuto (KT) rosoBHOro Mo3ra BBINOJIHSAIN Ha KOMIIBIOTEPHOM ToMorpade
Revolution EVO (64 cpe3a). TspkecTh KIMHUYECKOTO TedeHust onenuBanack mo mkaine NIHSS. V Bcex ob6cneno-
BaHHBII BBITONHAIN TEKYIIYIO OIIEHKY YPOBHS OMOXMMHYECKUX MOoJaTe]ei B BEHO3HON KPOBH M OJHOKPATHBIN
aHaM3 BapHauuil ameneil 26 reHoB. AHAIN3 KPOBH IS BBIABICHUS MMAaTOJOTHYECKUX TeHETHYECKUX TTOJIUMOP-
¢u3MoB, (papMakoreHEeTHUECKHE HCCIEIOBAHUS C IIOMOIIBIO TOJIMMEPa3HOM HemHoi peakuuu B T. CaHKT-
IetepOypre B maboparopun «MenJlad» na ammindukatope «Tepuuk» or OO0 JHK-texHonorus, amminduka-
Tope ¢ ontuueckuM moayiem CFX96 ot «Bio-Rad» u «Xenukcey.

ITponierypsl, MperycCMOTPEHHbBIE AU3AWHOM HCCIIETOBAHUS BBIITOJHEHBI B COOTBETCTBHH C 3THYECKUMHU
cTaHaapTaMu XeJbCUHKCKOW Neknapauuru 1964 roma v ee mocieqyrolluM H3MEHEHHUSM WM CONOCTaBUMbIM
HOPMaM 3THKH.

Pabora noxnepxana rpantamu PoHIa CONEHCTBHSA Pa3BUTHIO MalbIX ()OPM MPEANPHUITHH B HaydHO-
TEXHUYECKOH chepe «YUaCTHUK MOJIOZEKHOTO0 HayqYHO-MHHOBAMOHHOTO KoHKypca» (YMHUK 2019, 2015 ro-
JTIBI).

PesyabTaTsl 1 UX 00cyxaenne. Ha mpensapuTensHOM 3Tarne UCCIEA0BaHMS BBIIIOIHEHBI PACUETHI BEPO-
sTHOCTH pa3BuTHs VW Ha ocHOBaHMM oOcienoBaHUs W mocienyomero Habmonenus 280 manuentos ¢ MU u
MPaKTUYECKH 37J0POBBIX T0OpOBOIBIEB. B kKadecTBe mporHo3upyemMoro (akTopa BBICTYNAIO Pa3BUTHE HIIEMH-
YEeCKOTr0 MHCYNbTa y 00CIeyeMoro, B Ka4eCTBE BIISIONINX — aHAMHECTHYECKHE JaHHBIE, TapaMeTpsl OMOXUMHU-
YECKOT0 aHaji3a KPOBU M Pe3ybTaThl TCHETHUECKUX HCCIIEAOBAaHUNA. Pa3paboTaHHBIE ¢ MCIOIB30BaHUEM per-
PECCHOHHOTO aHaJM3a MOJENH TOJ0KEHBI B OCHOBY IpOrpamma Uil MOOWJIBHBIX YCTPOHMCTB «I eHeTmuecKuii
MacTIOPT JIMI] MOJIOZOTO BO3pacTa M3 TPYIIBI BEICOKOTO PHCKA IO Pa3BUTHIO MH(APKTa MO3ray. Y IOOHBIN HH-
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Tepdeiic mporpaMMbl MO3BOJISIET Bpady BHOCHTH TEKYLIHME IOKa3aTen M WHIMBHIyaIbHbIC JTaHHBIC 00cienye-
Moro. [lanee B aBTOMaTH3MpOBaHHOM PEXUME BBINOJHSETCS pacyéT ypoBHs pucka passurust MU, npeanaraercs
IUIaH JIOTIOJTHUTENBHBIX OOCIENOBaHNH B CIydae HEOOXOAMMOCTH, BBICTPAMBAIOTCS CXEMBI TIEPBUYHON M BTO-
pUYHON TPOPHUIAKTHKH 3a00JI€BaHUS C COOTIOIEHIEM PUHITUIIOB (hapMaKOTCHETHKH.

B kauecTBe MoB30BATENS MOXKET BBICTYIIATh HE TOJIBKO Bpad, HO M CaM MALMECHT WIN NPAKTHYECKU 370-
POBBII TPaXkKIaHWUH, BHIPA3UBIINKN 03a00UYCHHOCTH I10 IOBOY COCTOSTHHS CBOETO 37I0pOBbs. BHOCS 3HaueHMs ma-
paMeTpoB ¢ MOMOIIbI0 HHTEp(derica, MOIb30BaTENb MOJIydaeT OTBETH M PEKOMEHAAINH Ha 9KpaHe cMapTdona. B
MepBOIl BKIIAAKE OTOOpaKaIOTCS MaHeNd I BBIOOpa (pyHKIMH, HEOOXOOMMOM ITONIB30BATENIO: KIMHUYECKUE
PUCKH W JIOTIOJHHUTENbHBIE HCCIECNOBaHMS W 1MON00p mHpernaparoB. Bo BTopoi BKiajike 0TOOpaXkaroTCs T'€HBI
pacuMpeHHoi TpOMOO(QHINU, C BO3SMOKHOCTBIO BBECTH PE3YJIbTAT IMOJYYEHHOI'O T€HOTHIIa KOHKPETHOTO Ialiy-
eHra. B TpeTbell BKiasike oToOpakaeTcsi PyHKIMS KaKAOTo I'eHa MPH BBISIBICHHH MAaTOJIOTHYECKOTO WM HOP-
MaJIbHOTO TojnMopdu3Ma (puc. 1).

B uerBépToii BKIaaKEe OTOOPAXKAIOTCS AOTOJHHUTEIILHBIE HCCIIEOBAHMS, KOTOPhIe HEOOX0ANMO MPOBECTH
MAalUeHTy Ul KOPPEKLUUH MEeTabOJIMYEeCKUX IPOLECCOB, OOYCIOBICHHBIX MaTOJIOTMYECKUMH TeHETHYECKUMHU
nonuMopdr3Mamu. B msaTol BKIIanke oToOpakatoTCs TeHBI, KOHTpoIupyonue 3QpPpeKTHBHOCT JEKApCTBECHHBIX
TpenapaToB U IEPBUYHON W BTOpUYHON npodunaktuku M, cormacHo npuHINTIAM (apMaKOTEHETHKH; MOJb-
30BaTeNIeM BBOASATCS JaHHBIC TCHOTHIIA KOHKPETHOTO MAMEHTa. B m1ecToil BKIagke 0ToOpakaroTCst HHANBULYa-
JTM3UPOBAHHBIC PEKOMEHIAINH, COTIACHO MIPHUHITUIIAM (hapMaKOTEHETUKH (pHC. 2).
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Puc. 1. CkpuHIIOTHI BKIAIO0K 1, 2, 3 MOOMIBHOTO MTPUIIOKEHHUS, IPeIHA3HAUCHHBIE
JUIS BHECEHHUSI OCHOBHBIX CBEJICHUH O MAalMEHTE
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Puc. 2. CkpuHIIOTHI BKIAI0K 4, 5, 6 MOOMIBHOTO MIPUIIOKEHHUS, IPeIHA3HAUCHHBIE
JUIS BHECEHUS IOTIOJIHUTENILHBIX CBEICHUIT O MalleHTe, KACAIOIIUXCsl Pe3yIbTaTOB
TeHETHYECKOTro 00CIe0BaHMsA

MoOuisHOE IPHIIOKEHUE 3apETHCTPUPOBAHO B KauecTBe mporpaMMsl 1t OBM «I eHeTHueckuii mactopT
JIMI] MOJIOJJOTO BO3PAcTa M3 IPYMIIBI BHICOKOTO PUCKA MO Pa3BUTHIO MH(pAPKTa MO3ra», CBHACTEILCTBO O TOCY-
napctBeHHOH peructpanuu Ne 2022684131 ot 12.12.2022.

Knunuueckuti npumep. Hayuenmxa K. 33 200a. JKanober Ha cnabocTh, OHEMEHHUE MIPaBOHl KOHEYHOCTH,
TOJIOBHYIO 0OJIb B TEMEHHOM 001aCTH.

Anamnes 3abonesanus. 3abojena oCTpo, KOTria Mo Jopore Ha paboTy ocinaba mpasas pyka (ypOHUIA Te-
nedoH, He CMOTJIa ero MoJHATH). 3aTeM MOSBUIIOCH OHEMEHHE TIPaBoil pyKU M MPaBOH MOJOBHHE JINIA, HAPYILH-
jach pedb. [lareHTKka oTMeuaeT KpPaTKOBPEMEHHYIO IOTEPIO 3PEHMs Ha INpaBblil I71a3. BeI3BaHa «ckopas mo-
Motb» noctaBieHa B BCMIINel. [N'ocniutanu3upoBaHa B HEBPOJIOTHUECKOE OT/ENICHHE.

Anamnes scuznu. TpaBMbI IEHHOTO OT/eNa OTpULIAeT. MeHCTpyaJIbHbIM UK perysipHbId. [[Boe nereit
— 12 net u 4 rona. KonTpanenTussl He IPHHUMAET.

O6vexmusno: T1anneHTKa HAXOIUTCS B COCTOSIHAM CPEIHEN CTeNeHN TspkecTH. Ko)kHbIe TTOKPOBBI 00BIY-
HOTO [IBETa, YUCTHIE, Oe3 ocobeHHOcTe. TOHBI cep/ua MpUriynieHsl, pUTMHYHBL. [lokasaresnn apTepuaibHOTO
JaBieHus ciuenyomue: cucronndyeckoe 110 mm pr. cr., auactonauueckoe 80 110 mm pr. cr.. HacToTra cokparie-
HUH cepaua 75 B MuHyTy. YacToTa AbIXaTeNbHBIX JBW)KEHHH CEMHAALATh B MHUHYTY, IbIXaHHE BE3UKYJSIPHOE.
JKuBoT msrkwii, 6e300JIe3HCHHEIN BO BceX oTnenax. [ledeHs U cene3eHka He maapmupyroTcs. CTyI eXeIHEeBHBIM,
odpopmiennslil. luypes gqocratounsiii. Temnepatypa tena 36,6 C°.

B nesponocuueckom cmamyce — B co3HaHuu. PeueBpIx HapymieHHH HeT. MeHHHIreaabHBIX 3HAKOB HET.
I'nazuble menu D>S. 3pauku D=S. doropeakiyu xusbie. [1ybokue pednexcsl D>S. 'mnecre3us npaBbix Ko-
HeuHocTeil. MbIIedHbli TOHyC He n3MeHeH. [IpaBocTOpoHHAS nMupaMuaHas HeJocTaTouHoCTh. [lo3a Pombepra
— nowmareiBanue. KoopauHatopHsle npoOsl ¢ atakcueit cipasa. Cunapom badunckoro + cnpaga.

MPT zono6nozo moszea — MP kaprtiHa (pokycoB u3meHeHHOro MP curHaia B NpoeKLUH JIEBOil TEMEHHOM
u mobOHoH moneit (mogoctpas cragust OHMK-0acceliH KOHEYHBIX BETBEW CpeHEH MO3TOBO apTepHn).

V3JIC BCA Tlpu3Haku CTEHO3UPYIOLIE-OKKIIO3UPYIOLIEH TUCCEKIUK JIEBOW BHYTPEHHEN COHHOHM apTe-
pun.

Juaenoz: Mimemuueckuil UHCYNBT BCIEJICTBHE CTEHO3HPYIOUIE-OKKIIO3UPYIOIIEH JUCCEKLIUU JEBOM
BHYTPEHHEH COHHOI apTepun ¢ popMHpOBaHHEM 0YaroB MH(ApPKTa B JIEBOW TEMEHHON U JIOOHOH NOAX.

[TaupeHTke MpoBeieH I'€HETHYECKUH aHAIM3 HalM4yHMs MyTalui, ONpeAesIONNX PHUCK TpoMOoduimmu.
BbIsiBIIeH KIMHHUYECKH 3HAYMMBINA T€HOTHIT T1 1o reHernueckomy mapkepy ITGA2 (C80O7T), cBa3aHHBIN C HU3-
MEHEHHEM CBOHCTB TPOMOOIIMTAPHOTO PEIenTopa K KOJUIareHy, aCCOIMUPOBAHHBIN ¢ PHCKOM Pa3BUTHS TPOMOO-
3a, nH(papkTa Muokapaa. OOmuil reHeTHIeCKUH PUCK TPOMOO(IIIHH, IO NCCIICAOBAHHBIM I'€HETHIECKUM MapKe-
paM, TOBBIIICHHBIA 1O CPAaBHEHHWIO C IOMYJSAIHOHHBIM. Y TAaIMEeHTKH HE BBIABICHO MAaTOJIOTHH Ha ypPOBHE
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ITGB3, KOHTpPOIMPYIOLIET0 aCIIUPUHOPE3UCTEHTHOCTh, COOTBETCTBEHHO B KaYECTBE BTOPUYHON NMPOQUIAKTHKH
aCIMPHH JOMYCTUM.

Tabnuya 1
IHoadop no3b1 BapdapuHa corjiacHO NPUHUMIAM (papMaKOTreHeTUKHU
ITapameTpsl 3HaveHue
T'enorun CYP2C9*2(C430T) c/C
I'enorun CYP2C9*3 (A1075C) AIC (*1/*3)
T'enorun VKORC1(G-1639A) G/IA
Bospacr, et 36
[Inomans moBepxHOCTH TENa, M2 1,73
Pocr, cm 170
Bec, kr 63
Ciy4au MHCYJIbTa Ja
CaxapHblii 1uaber HET
ITpuem AMuonapona HET
ITpuem Kopnapona HET
IIpuem dayBacraTusa HET
3nagenne MHO o Hayasa mpreMa aHTUKOAryJIsTHTOB 1,1
Tpedyemoe MunnmajabHo [MakcMMaJIbHO MunnmajabHo [MaKkcuMAaJIbHO
3HAYeHHe Pekomenyemas 3ppexTHBHAN| JONMYyCTUMAsA Pekomenyemas 3¢ppexkTuBHAA| AOMyCcTHMAsA
MHO 038 03a a03a jlo3a 103a 1032
1 2,69 1,62 3,77 18,86 11,32 26,41
1,5 3,08 1,85 4,31 21,56 12, 94 30,18
2 3,52 2,11 4,93 24,64 14,79 34,50
2,5 4,02 2,41 5,63 28,17 16,90 39,43
3 4,60 2,76 6,44 32,19 19,32 45,07
3,5 5,26 3,15 7,36 36,80 22,08 51,51

B coOTBeTCTBUY € JAHHBIME MEKIYHAPOIHOTO KoHCcopimyMma dapmakoreneruku (IWPC Warfarin dose
calculator) pekomenyemast 103a cocTaBisier 28 Mr /B HEAETIO.

[Tpu npoBeneHnu GapMaKOreHETHYECKOTO aHAJIM3a Ha KIIOMHJIOTPEIb MOJMY4EHbI CIEIYIOINE Pe3yibTa-
THI:

Brissien kauanyecky 35aunMbIil reHoTurr GA ren CYP 2 C19, cBsa3aHHBIN CO CHHIKEHHEM aKTUBHOCTH
dbepmenTa. 3amenneHHbI MeTabonm3M npenapara Kiomuaorpens 1 yMEHbIIIEHUE €T0 aHTUATPETaHTHOTO JICHCT-
Bust. COOTBETCTBEHHO B IaHHOM citydae Kionuporpesps HenenecooOpa3Ho HCIONB30BaTh B Ka4€CTBE BTOPHUY-
HOH PO UIIAKTHKH.

st naHHOM manneHTKH ObUT BBIOpaH BapdapuH, 3aTeM NepeBo]] Ha acIupuH. Bee coObITHS Iporcxoau-
mu B 2019 ., manmeHTKa HaOIrOMaeTCs Y HAac MO CETOMHSAIIHUHA eHb, TOBTOPHBIX 3130108 M He BO3HHKAIIO.

W3 M3BECTHBIX HA CErOHAIIHUN JeHb aHAJIOTOB Hamleld pa3paboTKNM MOXHO Ha3BaTh HECKOJIBKO BapHAH-
TOB, HHCTPYMEHTAJIILHOTO M MPOTPaMMHOr0 oOecrieueHus], O3BOJIAI0NIero HHHOPMHUPOBATh MAUEHTa O PUCKE
pa3ButTHs MHCYJIbTA. B yacTHOCTH, OKICHIICKHI TEXHOJIOTHYECKUH YHUBEPCUTET B COTPYAHUYECTBE C OJIaroTBo-
putensHbiM HoBo3zenannackum oGpasoBatenbHbiM (onmom uHcynsTa [Stroke Education (charitable) Trust] u
AUT Enterprises Ltd. paspaboraiu MoOuiIbHOE TPUIOKEHUE NOJ HazBaHueM «PuCKOMETp ™ HHCYIbTa». DTO
MIPUIOKEHUE BBITIOIHAET pacdeT BEPOATHOCTH COCYAUCTON KaTtacTpodsl Ha mpezacrosimue 5 unu 10 et Ha oc-
HOBE OTBETOB MAI[EHTa Ha KOPOTKHUH onpocHUK [3]. Meron kpaiiHe CyOBEKTHUBEH, YTO BBI3BIBAET COMHEHHE B
CTETIeHU €r0 TOYHOCTH.

PRESTRO - Prevent stroke — 3to Hay4HO ynpapisieMoe MPUIOKEHHE sl CMapT(GOHOB ISl BTOPUYHOI
NpoQUIAKTHKY MOCIIe MHCYJIBTA, Pa3paboTaHHOE MHOTONPO(QMILHON KOMaH/I0W HEHPOIICHXO0JIOTOB M HEBPOJIO-
roB n3 MeauumHcKoro yHuBepcutera I'pama B coTpyaHnuecTse ¢ JlenapraMeHToOM MCHXOJIOTHH 3/I0POBbSl Y HH-
BepcuTeTa ['pana U kommanuei mo paspaboTke mporpaMmmHuoro obecnedenust Evolaris, I'pau, Asctpus. [puso-
xerne PRESTRO coueraer B cebe MOTHBAIIMOHHYIO TIOICPIKKY 3I0POBOTO 00pa3a xu3HH ((prusmueckas akTHB-
HOCTb, 3/J0POBOE MUTAaHHE U OTKA3 OT KypeHHs), GYHKIIMIO HATIOMHHAHUS O TIPHEME JIEKApCTB U M3MEPEHHUH ap-
TePHAILHOTO JABICHUS ¥ 00YYeHNUH HHCYIIBTY B TIOHSATHOM (hopmate [8].

Komnextus aBropos Bonura A. At. All. Omy6inkoBamy CTaThi0 0 HATHYMK CBEACHUH O MOOWIBHBIX MPH-
JIOXKESHUAX IS IEPBUYHON M BTOpHYHON mpoduiakTuku mHCYIbTa ¢ 2007 mo 2022 rr. B cBoéM 0630pe aBTOpPEI
MPEACTABISIOT 43 MOOWIBHBIX HPHIIOKEHUS, pa3paOOTaHHBIE Ul MEPBUYHOI, BTOPUYHON MPOGIIAKTHKH, JIe-
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YeHHs OCTPOro MHCYJbTa. PacnpocTpaHenue UCHonb30BaHusl cMapT(OHOB OKa3allo OTPOMHOE BIIMSHUE Ha (a3y
peadmwIuTanMy MHCYJIbTa, O YeM CBHJETEJIBLCTBYET OOJBIIOE KOJIMYECTBO MCCIIEIOBAHUM, ONHMCBHIBAIOIIUX MPH-
JIOKEHHS, CICHUATbHO pa3pa0OTaHHbIe TS YIIyUIISHHs STOT0 3Tala BOCCTAHOBIICHHUS Mocie nHeyibra. CHHTE3
oObeMa mHpOPMAIMK U CIIOKHOCTH HOBEHINIMX aJrOPUTMOB JICUCHHS B MHTepakTHBHYIO cucteMy CDSS moxker
YIIPOCTHUTH BEICHHE TIAIIMEHTOB C HHCYJIBTOM H YJIYUIIUTE COOIIOIEHIE PYKOBOISIINX TIPUHIUTIOB [5].

Pa3zpaboTanHOoe MOOWIBPHOE TIPIIIOKECHHE (PaKTHUECKH IMPEICTABISAET COOOM «TreHETHIECKUN MactopTy,
MO3BOJISIET HE TOJBKO Bpady, HO M MAIMEHTY CaMOCTOSTEIbHO OTCIICKMBATH TEKYLIMH YPOBEHb MOKa3aTenel
KPOBH C [EIIbIO €0 KOPPEKTUPOBKHU. YUeT FeHETHIECKOW MPEeAPACIONI0KEHHOCTH K TEM HIM UHBIM HU3MEHEHHSAM
MeTabOJIMYECKHUX TPOLECCOB OpPraHu3Ma IMO3BOJIHT MPAKTHUKYIOIIUM BpadyaM OLEHHUTh PUCK PA3BUTHS HMIIEMHYe-
CKOT'0 MHCYJIBTa, OCYIIECTBIISATH CBOEBPEMEHHYIO NPOMUIAKTHKY U NPEJOTBPAILCHHE BEPOSTHOCTH OCTPBIX Ha-
PYLIEHHH MO3rOBOTO KpOBOOOpAIIEHHs, 0COOEHHO y MAIllMEHTOB MOJIOJIOTO TPYIOCHOCOOHOTO BO3pacTa, MpOBO-
JIUTh aJICKBATHYIO IATOT€HETHYECKYIO TEPAIHIO.
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