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Pe3iome

Begedenue. Ha IpOTSIXKEHU U TTOCIEIHUX NECIATUIIETU I aKTUBHO Pa3BUBAIOTCS TPOrPaMMBbI ITPOTHO3UPOBAHUS U ITPODUITAKTUKK
pacrmpocTpaHEeHHBIX CEPIEYHO-COCYAUCTHIX 3a00eBaHM . [1J1s1 MPOTrHO3MPOBAHMU ST MCXOMa OCTPBIX HAPYIIEHU I MO3TOBOTO KPOBO-
0o0OpalleHu s COBpeMEeHHbBIE MOJIEKYJISIDHO-TeHETUYeCKe METOIbI OTKPHIBAIOT HOBBIE MEPCIEKTUBBI IMAarHOCTUKY U JIeUeHUsI 3200~
neBaHus. HacnenctBeHHast TpoMOOGMUINS MOXET pacCMaTPUBaThCs B KaueCTBE TPOBOKATOPA MIIEMUYECKOTO MHCYJIbTa, TaK KaK
y 4aCcTH NMAIIMEHTOB ITPU 00CIeI0BAaHMY BBISIBIISICTCSI OKKJIIO31 S 1IepeOpaibHbIX apTepHil BCIIEACTBIE BHYTPHUCOCYIUCTOTO TpoMb0o3a.
CBeileHU s 0 TeHETUYECKOM TTPelPacIioIOKEeHHOCTH MallMeHTa K MIIIEeMUYeCKOMY MHCYJIBTY TTO3BOJISIT pa3paboTaTh METOIBI MHINBU-
NyaJu3uPOBAHHON MEPBUYHOM M BTOPUYHON MPOGUIaKTUKY 3a00JIeBaHM .

Ilenv uccaedosanus. PazpadboraTh MPOrHOCTUYECKYIO MOJICJIb HA OCHOBE YpaBHEHU S 1J1s1 pacueTa Ko3(hPUIIMEHTOB HaJIUYU S TTaTo-
JIOTUYEeCKUX aJljiesiell B TeHaxX, KOHTPOJIMPYIOIIUX MPEIPaCION0OXEHHOCTh K MIIEMUYeCKOMY MHCYJIBTY 10 HA00py GMOXMMUYECKUX
rnoxkasareJse.

Mamepuanvi u memoos:. IIpoaHaIM3MpPOBaHbI TeHETUYECKME, KTIMHUYECKME U TJabopaTOpHbIe pe3yibTaThl o0caenoBaHus 280 yejoBek.
I rpynimmy cocTaBMIM MALIMEHTHI C UIIEeMUYeCKUM MHCYIbTOM (n = 180) B Bo3pacTe ot 22 1o 45 et (cpennuii Bo3pact — 33,4 + 6,57,
B TOM 4KcJie 38 MallMeHTOB UCITBITaJH MOBTOPHBIN UIIEMUYeCKUt MHCYIBT). 11 TpyIina — marueHThl ¢ MIIeMUYeCKUM MHCYJIBTOM
(n=150) ot 52 no 100 net (cpeaHuit Bo3pact — 73,4 + 8,24 rona). 'pynny kontposs (I1I rpymnra) coctaBuamn npakKTUYeCKU 310POBbIS
yyacTHUKHU (n = 50) ot 20 10 43 net (cpenHuii Bodpact — 31,5 = 5,82 roga). BceM naiyeHTaM BBIMOJHSIJIM KOMITBIOTEPHY10 TOMOTrpaduio
TOJIOBHOT'O MO3ra, yJIbTPa3ByKOBOE McClieoBaHMe OpaxuoledalbHbIX apTepuil, 3Xokapanorpabuto. Bcem ucciaenyemMbiM 01HOKPATHO
BBITTOJTHEHBI aHAJIM3bl BEHO3HOM KPOBU Ha HAJIMYMe TeHETMYECKOM MPepacioioKeHHOCTH K TpoMOobmInu, papMakKoreHeTHIeCK1e
uccienoBaHus. s pacuera KoahbUIIMEHTOB MPOrHO3a HAJMYM S MaTOJOTMUECKUX ajljiesiell UCTIOb30BaICs MHOXECTBEHHbI It
perpeccuoHHbIi aHanu3 (ANOVA).

Peszyavmameor. PazpaboTraHa MmaTeMaTHyecKasi MOJIeJib Ha ypoBHe reHoB perientopa anrnotensnHa Il — AGTR1 (47166C) u G-6enka
6eta-2 — GNB2 (C825T), KOHTpOIUPYIOIKMX apTepuaibHOe NaBjieHue, reHa nHTepieiikuHa-6 — NJI-6 (G-174C), KOHTpOJMPYIO-
LIEr0 UMMYHHBII OTBET, FTeHOB MeTHOHUHCHUHTa3bl — MTR (42756G), metunenterparunapodonarpenykrassl — MTHFR (471298C)
u MeTuieHTeTparuapodoaarpenykrassl — MTHFR (C677T), KoHTpoaupyoOIUX ypoBeHb TOMOIIMCTEHA, MHTMOUTOpa aKTUBa-
Topa riazMuHoreHa — PAI-1 (5G/4G), KOHTpOJIUPYIOILIETO CUCTEMY F'eMOocTa3a, TPOMOOIIMTapHOro pelienTopa hudpuHoreHa —
GP Illa (HPAI-1a/1b), KOHTPOJUPYIOIIEr0 aCIMPUHOPE3UCTHOCTh. PacueTsl ypaBHEHU S OCHOBAHbI HA B3aMMOCBSI3M MEX Y ajljie-
JISIMU KOHKPETHOTO TeHa 1 22 He3aBUCUMBIMU TiepeMeHHbIMU. Moienb pazpaboTaHa JJis TPOrHO3MPOBAHMST BO3MOXKHOTIO HAJTMIU ST
reHEeTUUYeCKO TPOMOOMDUINH.

3akarouenue. TakuM 00pa3oM, MOXHO COCTABUTh PEKOMEH IALlMU, TMTO3BOJISIOLIME IO pe3yabTaTaM CTaHIapPTHbBIX OMOXUMUYECKUX
HCCIIeIOBAHU M TIPEATIONOXUTh HAJTUYME MyTAallMii B OMHOM M3 T€HOB M HA3HAYUTh YTOUHSIOIIY IO TeHETUYECKY IO 9KCITEPTHU3Y.
IMepBoHayabHasI OIleHKA MALIMEHTOB C MIIEMUYeCKUM MHCYIBTOM MOXET ChIpaTh (OyHIaMeHTaJbHYIO POJIb B pAHHEM BBISIBJICHUU
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(haKTOpOB, MPOrHOCTUYECKH BAUSIOUIMX HA BOZHMKHOBEHUE 3a00sieBaHus. PazpaboTaHHasi mporpaMmMa MOXeT ObITh 3(DdHeKTUBHBIM
MHCTPYMEHTOM B MPUHSATUU KIMHUYECKUX PELICHU N IJ151 TOCIUTATIM3UPOBAHHOM MOMYJSIIIMU UIIEMUYECKOTO MHCYJIbTA.
KiroueBble ciioBa: MllleMUUYECKU 1 MHCYJIBT, MOJIOJOI BO3pacT, TeHETUYECKU A TOTMMOpGhU3M, MpOrpamMMa, ypaBHEHHE, UCKYCCTBEH-
HbIIi MHTEJJIEKT, PUCK TEHETUYECKOI MPEAPaCONOKEHHOCTH, TeH.
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Abstract

Background. Over the past decades, the programs for the prediction and prevention of prevailing cardiovascular diseases have been inten-
sively developing. Up-to-date molecular genetic methods provide scientists with new prospects for the diagnosis, prediction of the outcome
and optimal treatment of acute cerebral circulation disorders. Hereditary thrombophilia can be considered as a trigger of ischemic stroke,
since in some patients, occlusion of the cerebral arteries due to intravascular thrombosis is revealed during the examination. Knowledge
on genetic predisposition of the patient to ischemic stroke will allow us to develop the methods of individualized primary and secondary
prevention of the pathology.

Objective. The purpose of the study was to develop a prognostic model based on the design equation of the coefficients of the pathological
alleles presence in the genes controlling predisposition to IS according to a set of biochemical indicators.

Materials and methods. The genetic, clinical and laboratory results of the examination of 280 people have been analyzed. Group I consisted
of patients with IS (n = 180) aged 22 to 45 years (mean age 33.4 & 6.57, including 38 patients who experienced recurrent ischemic stroke).
Group Il included patients with IS (n = 50) aged 52 to 100 years (mean age 73.4 + 8.24 years). The control group — group II1, consisted of
apparently healthy individuals (n = 50) aged 20 to 43 years (average age 31.5 £ 5.82 years). All patients underwent computed tomography
of the brain, ultrasound examination of the brachiocephalic arteries, and echocardiography. Pharmacogenetic investigations as well as
venous blood tests were once performed in all the subjects to reveal a genetic predisposition to thrombophilia. Multiple regression analysis
(ANOVA) has been used to calculate the prediction coefficients for the presence of pathological alleles.

Results. A mathematical model has been developed at the level of the following genes: angiotensin ITAGTR1 receptor (41166C), G-protein
beta 2 GNB2 (C§25T) controlling blood pressure, interleukin-6 1L-6 gene (G-174C) controlling immune response, methionine synthase
MTR (A2756G) genes, methylenetetrahydrofolate reductase MTHFR (A41298C), methylenetetrahydrofolate reductase MTHER (C677T),
controlling the level of homocysteine, inhibitor of plasminogen activator PAI-1 (5G/4G), controlling the hemostasis system, platelet receptor
fibrinogen GP I11 a (HPAI-1a/1 b), controlling aspirin resistance. Calculations of the equation are based on the relationship between the
alleles of a particular gene and 22 independent variables. The model is designed to predict the possible presence of genetic thrombophilia.
Conclusion. Thus, it is possible to make recommendations based on the results of standard biochemical studies that allow us to assume
the presence of mutations in one of the genes and perform an adjusting genetic assessment. The initial examination of patients with BI
can play a principal role in the early identification of the factors that prognostically influence the pathology development. The designed
programme can be an effective tool in making clinical decisions for the hospitalized BI population.

Keywords: ischemic stroke, young age, genetic polymorphism, programme, equation, artificial intelligence, risk of genetic predisposi-
tion, gene.
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a MPOTSI)KEHUU MOCTAECIHUX NECATUTCTUIN aKTUBHO
pPa3BUBAIOTCS TPOTPAaMMbl TIPOTHO3UPOBAHUS U MTPO-
(unakTUKM pacnipoCcTpaHEHHBIX CEPAEYHO-COCYAU-
cThIX 3a6osieBaHuii [1]. [I1s1 MPOrHO3MPOBAHU ST UCXO-
Jla OCTPBIX HapylIeHU il Mo3roBoro KpoBoobpaiieHusi (OHMK)
COBpPEMEHHbIE MOJIEKYJISIPHO-TEHETUYECK € METOIbI OTKPbIBAIOT
HOBbI€ MIEPCIEKTUBbI JUATHOCTUKHU U JIeYeH U sl 3a0oieBaHusd [2].

HacnenacteHHast TpoMO0dUIMS MOXET paccMaTpUBaThLCS B Kave-
CTBE MMPOBOKATOpa uilleMuyeckoro uHcyabra (M), Tak Kak y yactu
MalMeHTOB P 00C/IeI0OBAH UM BbISIBJISIETCS] OKKJTIO3U S LIepedpasib-
HBIX apTepuii BCIEICTBUE BHYTPUCOCYIUCTOrO TpoM0Oo3a |3, 4].

J10 BOBHMKHOBEHHU I IEPBOTO 3MU30/1a TPOMOOOOpa30OBaHU
TpoMOOduUIKS He SIBJIsIeTCS] 00JIE3HBIO U HE UMEET KJIMHUYECKMX
MPOSIBJICHU I, YTO 3aTPYAHSIET €€ KIMHUYECKYI0 TUarHOCTUKY [5].

B HacTos1iee BpeM s yBeIMYKMBaeTCsl 00beM TaHHbBIX, YKa3bl-
BalOILMX Ha BKJaJ reHeTukU B puck pa3zsutust UU. Tlposoasites
aKTUBHbBIE MCCJIETOBaHM I, HAMTpaBJ€HHbIE Ha BbISIBJIEHUE CBSI3U
MEX /1y PUCKOM MHCYJIbTa U OCOOEHHOCTSIMU CTPOEHUS U DYHK-
LIMOHUPOBAHUS PA3JIUYHBIX TEHETUUYECKUX CUCTEM — PEHUH-
AHTMOTEH3UH-aJbIOCTEPOHOBOI, CUCTEMbI FT€HOB, YYaCTBY IOLIIUX
B MeTab0JIM3Me TOMOLIMCTEMHA, Y CHHTa3bl OKCU/IA a30Ta, a TAKKE
F€HOB MeTaboJu3Ma JUTUI0B, GUOPUHOIUTUYECKONU CUCTEMbI
U CUCTEMbI CBEPThIBAaHU S, TPOBOCHAJUTEIbHBIX U TPOTUBOBOC-
MajJuTebHBIX TEHOB U Ap. [6].

Paznuyaror nepBruuHbIe (HacaeACTBEHHbIE) U BTOPUUHBIE (TTPU-
o0peTeHHbIe) TpoMOobuInu [7]. OaHoii u3 npuuuH MU saensiercst
npuoopeTeHHast TpoMOoDUINs — aHTUDOCHOTUTTUAHBIN CUHAPOM
(ADC). INpu knaccnyeckom ADC BO3HUKAIOT PELIUIUBUPYIOIITE
COCYIMCThIE TPOMOO3bI (BEHO3HBIE MJIU apTepuaibHbie) [§]. B monoJ-
HeHUe K TpoM0O0-0kKJt03uoHHBIM HMK npyrue HeBposornyeckue
MPOSIBJIEHU ST TAKKE MOTYT ObITh accounupoBaHbl ¢ ADC [9].

CBelieHU S O FTeHeTUUYECKO MPeapacnooKeHHOCTH MallMeHTa
K MU no3BossiT pa3zpaboTaTh METOABI MHAUBUAYAJIU3UPOBAHHOMN
MEepBUYHOI U BTOPUYHON MPOGUIaKTUKU 3a00IeBaHU .

Lenblo nTaHHOTO KcciiefoBaHUsI OblI0 pa3padoTaTh MPOTrHOCTHU-
YeCcKYI0 MOJieJIb Ha OCHOBE ypaBHEHU S U151 pacueTa Koadduim-
€HTOB HaJIMYMSI ATOJIOTMYECKUX aJljieiell B TeHaX, KOHTPOJIUPY-
IOIIMX MTpeapacnojoxXeHHocTb K MU, o Habopy OMOXUMMYECKUX
rnoxKasareJsien.

Marepuanbl U MeTOAbI HCCAEAOBaAHUA

HccnenoBaHue BBITIOIHSIOCH B BOpOHEXCKOI rOpOaCKOM
KJIMHUYECKOU OOJbHUIIE CKOPO METUITMHCKOM oMo No 1
B nepuon ¢ 2015 mo 2021 roasr (6 net). st oT6opa maliMeHTOB
OBl pa3paboTaHbl KPUTEPU U BKITIOYEHU ST M MCKJTIOUCHUSI.

Kpumepuu exarouenus: Bospact ot 18 1o 100 siet, KTMHUYECKU MO/-
TBEPXKIEeHHBII TuarHo3 «<uHdapKT Mo3ra» (MKB-10 — 163), nHdop-
MHPOBaHHOE COTJIacue MallieHTa Ha yJacThe B UCCISTOBAHU M.

Kpumepuu uckarouenus: Hanu4yne oduiecoMaTuyecKrx 3a00-
JIeBaHWI B CTalMM 0OGOCTPEHMsI, OHKOJIOTMUECKO MaTOJOTHU.

B cooTBeTCTBMY C KPUTEPUSIMH BKIIOUEHU ST U UCKITIOYSH U ST
B ucciienoBaHue Boiio 280 manueHToB ot 18 go 100 neT. B 3aBu-
CHMOCTHM OT BO3pacTa YCTAHOBJICHUSI KIMHUYECKOTO THMarHo3a
MU Bce manmeHTsI paciipenesieHbl O TPYTIIaMm.

I rpynny coctaBuiu naueHTs ¢ UU (n = 180) ot 22 no 45 net
(cpennmii Bo3pact — 33,4 £ 6,57 roga, B ToM unciie 38 malimeHTOB
(21,11%) ucnprtanu moBTopHbIit UU.

I1 rpynna — nauueHtsl ¢ UM (n = 50) ot 52 1o 100 neT (cpenHmii
Bo3pacT — 73,4 + 8,24 rozna).
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I'pynny kouTpous (111 rpynna) coctaBuim npakTUUYECKU 3/10-
poBbie yuacTHUKM (n = 50) ot 20 10 43 et (cpenHuii Bo3pacT —
31,5 + 5,82 rona).

Bcem manmeHTaM BBITTOJHSIIN KOMITBIOTEPHYIO TOMOTpaduio
(KT) ronoBHOro Mo3ra Ha KOMIbloTepHOM ToMorpade Revolution
EVO (64 cpe3sa).

AHaJIN3 KPOBU IIJIs BBISIBJICHU S MATOJIOTMYECKUX TeHETHYe-
CKMX TOJIUMOP(hU3MOB, hapMaKOreHeTUIeCKHe NCCIeIOBaHU ST
¢ MOMOIIIbIO MoTMMepasHoii nenHoii peakiuu (ITL[P) BeimonHsin
B CankT-IletepOypre B 1abopatopuu «MenJlab» Ha amnauduka-
Tope «Tepuuk» ot OO0 «JIHK-TexHomorus», ammiudukarope
c ontnyeckuM moaysieM CFX96 ot «Bio-Rad». TsxkecTb KITMHU-
YeCcKOro Te4eHu s olleHuBajach no mkaue NIHSS.

Bce miportenypbl, BHIITOJTHEHHbBIE B TaHHOM MCCJICIOBAHUH,
COOTBETCTBYIOT 3TUUYECKUM CTaHAapTaM XeJIbCUHKCKOM MeKa-
panuy 1964 1. 1 ee MOCAeAYIONIUM U3MEHEHUSIM UJIA COMOCTa-
BUMBIM HOPMaM 3THUKU.

Pa6ora nognepxxana rpanTamMu PoHIa COAECTBUS pa3Bu-
THIO MaJIbIX GOPM NPennpusITHIl B HAYyYHO-TEXHUUYECKOI cepe
«Y4aCTHUK MOJIOJIE)KHOTO HayYHO-MHHOBAIIMOHHOTO KOHKYpCa»
(YMHMUK 2015, 2019 1.).

s pacueta KO3 GUIIMEHTOB MPOrHO3a HAJIUY M TATOJOTnye-
CKUX aJlyIeJIeil UCTI0b30BaJICs MHOXECTBEHHBIN PerpecCuOHHbII
aHaJIn3.

Pe3syabTaTbl

B cBoem uccienoBaHuu Mbl pa3zpaboTaiu MaTeMaTUYECKY IO
MOJIeJTb OLIEHKHY BEPOSITHOCTH TPOMOOMUINYN Ha yPOBHE T€HOB:
peuentopa anrnoteH3uHa Il — AGTR1 (41166C) nu G-6enka 6era-
2 — GNB2 (C825T), KOHTpOJUPYIOLIMX apTepuaJbHOe AaBJIeH e
(A1), rena unrepneiikuna-6 — NJI-6 (G-174C), KOHTPOJIUPYIOLIETO
WMMYHHBI OTBET, T€HOB METMOHMHCUHTa3bl — MTR (42756G),
metujeHterparuapodonarpenykradsl — MTHFR (471298C)
u MeTuiIeHTeTparuapodonarpenykrassl — MTHFER (C677T),
KOHT-POJIMPYIOIINX YPOBEHb TOMOIIMCTENMHA, MHTMOUTOPA aKTU-
Baropa njasmMuHoreHa — PAI-1 (5G/4G), KOHTPOJIMPYIOLIETO CUCTE-
My reMocTasa, TPOMOOLIMTApHOro pelienTopa GuOpuHOreHa —
GP Illa (HPAI-1a/1b), KOHTPOJMPYIOUIETO ACTUPUHOPE3UCTEHOCTb.

C uCIoIb30BaHUEM B Ka4eCTBE MHCTPYMEHTA JIMHEHOT O
perpecCMOHHOro aHaau3a ObLJIM MOCTPOEHBI MOJIEIU MPOTHO3U-
pPOBaHUSI HAJTUYUS UJIN OTCYTCTBHSI MyTallMii B TeHaX, OKa3bl-
BalOLIMX BIUSHNE HAa BEPOSITHOCTh pa3BUTHSI MHDapKTa MO3Ta.
B xauectBe BausIONIMX (haKTOPOB BEIOPaHBI TTOKAa3aTeIN CTaH-
MTapTHOI'0 GMOXUMUYECKOT'0 UCCIIeOBAaHUSI KPOBM, B Ka4eCTBe
MMPOTHO3UPYEMOI0 — HaJIWYMe MYTallMii B OJHOM U3 MHTEPeCy-
JOIIMX HAC TEHOB.

Jnst pacueTa K03 HUILIMEHTOB IMTPOrHO3a ObIIU COCTABJICHbI
ypaBHEHUSI:

IIpoero3 naauvus mymayuii Ha ypogHe 2eHa peuenmopa aHeuomeH-
suna I1 — AGTR1 (41166C)

Kaj166c = 0,225005 — 0,0142292 x rmoko3a + 0,0164551 % nipo-
TpoMOuH — 0,518327 X pubpunorex — 0,0156772 X remaTOKpuUT +
0,276971 x TpombuHoBoe Bpemsi — 0,00125421 X AYTB — 0,406216 X
JITTHIT + 0,0994782 x JITIBIT — 0,111148 X xonecTtepuH +
0,0160368 % pO, — 0,00596702 x pCO, — 0,0240568 X HaTpuii —
0,259584 x kanmii + 0,0349301 X o6muit 6emok + 0,00894677 %
anboymuH — 0,0350582 x moueBuHa + 0,00127855 X kpeaTUHUH —
0,000235198 x AJIT — 0,00286228 x ACT + 0,00847877 X ouiu-
pyouH
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[Ipoeno3 nanuvus mymauuii ha yposte 2ena G-0enka 6era 2 GNB2
(C8257)

Kcgost = —3,08599 —0,027793 x rmoko3sa + 0,0199071 x npo-
TpoMOuH + 0,431487 X ¢pubpunoreH + 0,0142024 X remaToKpuT +
0,478093 X TpombuHOBOE BpeMs + 0,0051167 x AHTB + 0,185177 X
JITTHIT — 0,183953 x JITIBIT — 0,0528009 X xonectepuH +
0,0125309 x pO, —0,00605432 x pCO, — 0,0159376 x HaTpuii —
0,278935 x xanuit — 0,0084024 X o6mumii 6e1ok — 0,00102926 X
anpoymuH — 0,0648108 X moueBunHa — 0,000118752 X kpeaTuHuH +
0,00252505 x AJIT —0,00158146 x ACT — 0,0134766 X ounnpyouH

[Ipoeno3 naruvus mymauyuii Ha ypogHe 2ena unmepaelkuna-6 —
NJI-6 (G-174C)

Kg.17ac = —15,4392 + 0,0659292 x ritokosa + 0,0385268 X npo-
TpoMOUH + 0,0888128 X pubpuHoreH + 0,00444342 X reMaTOKpUT +
1,0221 X tpom6uHoBOe BpeMsi — 0,0317427 x AUTB + 0,885648
x JITTHIT — 0,0105797 x JITIBIT — 0,108202 X xojsecTepuH —
0,00787934 X pO, — 0,0271879 X pCO, + 0,0124782 X HaTpuii —
0,567628 x kannii + 0,00914161 x o6umii 6eaok — 0,00726516 X
anboyMuH — 0,0355241 X moueBuHa — 0,0158357 X kpeaTuHuUH +
0,00154268 x AJIT — 0,000538544 x ACT — 0,0193532 X 6unupyouH

[Ipoeno3 naauuus Mymayuii Ha ypogHe 2eHa MenuoOHUHCUHMA3bl —
MTR (42756G)

Kas756G = 9,88522 — 0,055646 % rimokosza — 0,0386272 x npo-
TpoMOuH + 0,0616757 X pubpuHoreH — 0,0130679 X reMaTOKpPUT —
0,360889 x TpombuHOBOE BpeMst — 0,015923 X AUTB — 0,280047 X

yen.en
1 & & ®
s = & ® _— =
®
01 —— — & =

TAGTRI

6IL6 (0174 C) Al298C
o (AT186C)

THIR)

MTR.(AZTS6G) MTHFR(CSTTT) GP Il a (HPALE
it}
= —{een

Puc. 1. KoadpuumeHTbl NPOrHo3UPOBaHUA HAAMUUA MYTaLUN
B UCCAEAYEMbIX reHax [cocTaBAaeHO aBTopamu] / Coefficients

PALL (30}40)  GXBZ (CE25T)

for predicting the presence of mutations in the studied genes
[compiled by the authors]
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JITTHTIT — 0,267461 x JITIBIT + 0,135646 X xonecTepuH +
0,00500689 x pO, — 0,0301539 x pCO, + 0,0194279 X Harpuii +
0,27027 x kanuit — 0,00161138 X o6uimii 6emok — 0,0118164 X
anpoymuH + 0,0607264 X mouyeBuHa — 0,00302109 X KpeaTUHUH —
0,00054375 x AJIT — 0,0040549 X ACT + 0,0119556 X 6unupyouH

IIpoenos naauuus mymayuii Ha ypogHe 2eHa MemuieHnmempazuo-
pogporampedykmazet — MTHFR (41298C)

Ka1298c = —15,6895 — 0,0972991 X raoko3a — 0,0223066 X npo-
TpoMOuH + 0,927365 X ¢pubpunored — 0,0388428 X remaToKpuUT +
0,0783651 % tpomouHOBOE BpeMst — 0,017733 X AUTB + 0,134274 x
JITTHIT + 0,223769 x JITIBIT + 0,0810715 X xonxecTepuH —
0,0228087 x pO, — 0,0141351 x pCO, + 0,119546 X Harpnii +
0,218937 X kanuit + 0,0126727 X o6muit 6emok + 0,0153172 X
anboymuH — 0,0399321 X mouyeBuHa — 0,00587899 X xpeaTUHUH —
0,00193711 x AJIT — 0,00112693 x ACT —0,00981705 x Guiu-
pyouH

IIpoenos naauuus mymayuii Ha ypogHe 2eHa MemuieHmempazuo-
pogpoaampedykmazot — MTHFR (C677T)

Keg77r = —1,93047 + 0,00576856 % rmokosa — 0,016398 x mpo-
TpomOuH — 0,00198963 X pudpuHoreH — 0,046615 X reMaToKpUT —
0,0996917 x TpombuHoBOoe Bpems — 0,00644223 x AUTB +
0,499414 x JITTHIT — 0,1693 x JITIBIT — 0,0554294 X xonecTepyH —
0,00917364 x pO, — 0,019728 x pCO, + 0,0603804 * HaTpuii —
0,268636 X xanuit + 0,014239 X obmumit 6eok + 0,0113382 X ajnb-
oymuH + 0,0462768 X moueBuHa + 0,00339843 X kpeaTMHUH +
0,00355935 x AJIT —0,0038251 X ACT —0,00096406 X 6rnpyorH

IIpoero3 naauuus mymayuii Ha yposHe eeHa — UHSUOUMOPA aKnU-
eamopa naazmunozena PAI-1 (5G/4G)

KSG/4G = 1,14581 + 0,0229907 X rmoko3a + 0,00279326 X npo-
TpoMOuH — 0,239429 X dbubpuHoreH — 0,0306146 X reMaTOKPUT —
0,106524 x TpomouHoBOe BpeMst + 0,0102875 x AHTB + 0,120738 x
JITTHIT —0,0977778 x JITIBIT + 0,0296637 X xonectepun — 0,0134314
X pO, —0,00407304 x pCO, + 0,0327585 X natpuit — 0,147839 x
kanmit — 0,00538514 X o6umii 6emok + 0,000647457 X anbOyMUH —
0,0102261 X moueBrHa — 0,00750971 x kpeatuHuH + 0,000586923 x
AJIT —0,00276131 X ACT + 0,000682013 X 6uyiupyouH

[Ipoenos Haauuus mymayuii Ha ypoeHe 2eHa MpomoouuUmapHo2o
peuenmopa uopunozena — GP 111a (HPAI-1a/1b)

Kpai-1a/1b= 7,68421 — 0,0000309461 X rimoko3a — 0,0268485 x
npotpoM6uH + 0,211501 X ¢pubpunHoren — 0,0223453 X rema-
ToKkpUT — 0,49268 X TpomObuHOBOE Bpems + 0,0152157 %
AYTB + 0,160376 x JITTHIT — 0,337637 x JITIBIT + 0,048161 %

BeAnuuHbl K03GPULHUEHTOB, NOAYUEHHbIX NPU NOMOLLU PacCYMTAHHbIX HAMU ypaBHEeHUM [TabanLa cocTaBAeHa aBTopaMMiriﬁAma -
The coefficients values obtained by means of the calculated equations [table compiled by the authors]
HanmeHoBaHHe rena Het myTauui EcTb MyTauum BeAnunHa ko3ppuuuenta
AOCTOBEPHOCTH Pa3nuUuMi
[eH nHtepaenkuHa-6 — UNA-6 (G-174C) 0,74 £ 0,02 0,99 + 0,03 # 7,15 x E-09
[eH meTuaeHTeTparnapodonatpeasykrasbl — MTHFR (A1298C) 0,69 + 0,02 0,9 +0,03 # 7,78 x E-09
[eH MeTMoHWHCHHTa3bl — MTR (A2756G) 0,67 £ 0,03 0,95 + 0,03 # 3,81 x E-13
leH meTuaeHTeTparnapodonatpeayktasdbl — MTHFR (C677T) 0,75 + 0,02 1,13 £ 0,03 #8,97 x E-17
[eH TpombouuTapHoro peuentropa pubpuHoreHa — GP llla (HPA1-1a/1b) 0,57 + 0,02 0,8 + 0,04 # 1,83 x E-05
[eH peuenTopa aHrnoteHaunHa Il — AGTR1 (A1166C) 0,91 + 0,02 1,09 £ 0,03 # 0,000262
[eH uHrMbuTOpa aKTHBaTOpa NAasMuHoreHa — PAI-1 (5G/4G) 0,76 £ 0,02 0,87 + 0,02 #0,008378
leH G-6enka b6eTa-2 — GNB2 (C825T) 0,92 + 0,02 1,05 £ 0,02 #1,12 x E-06

MpumeyaHue. 3Hakom # OTMEYEHbI CTaTUCTUYECKM 3HAYMMBblEe PasAnumns Ha ypoBHe 99% BepodTHocTH (p < 0,01).
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xonectepun — 0,00532146 % pO, +0,0116484 x pCO, + 0,00846268 x
Hatpuit — 0,25924 X xanmii + 0,0160398 X o6mii 6es10k + 0,0291809 X
anpoymuH + 0,0403137 x moueBnHa — 0,00105605 X kpearu-
HuH + 0,00262305 x AJIT — 0,00403982 x ACT + 0,0399616 X
OuIMpyOuH

Janee Ha oOyyaloleil BBIOOpKEe pacCUMTaHbl MapaMeTphbl OMK-
careJIbHOM CTaTUCTUKM /1151 00C/IeIOBAaHHBIX 0€3 MyTallKii B OTpe-
JIeJIECHHOM I'eHe M UMEBIIUX FeTePO3UTOTHYIO MJIM TOMO3UTOTHYIO
MyTaiuio. Pe3yiabTaTel penctaBieHbl B Tab. 1 1 Ha puc. 1.

W3 naHHBIX TAOIUIIBI CJIEAYET, YTO BETMYMHBI KOIDHUIIUEHTOB,
MOJIYYEHHBIX TTPU TTOMOIIA pacCUYMTAHHBIX HAMU YPaBHEHMA,
CTAaTUCTUYECKU 3HAYMMO OTJIMYAIOTCS y 00CIeI0BaHHBIX O€3 TeHe-
TUYECKUX HAPYIIEHU I U TeX, Y KOro PU TeHETUYEeCKOM MCCJie-
JIOBAaHWH BBISIBJIEHBI HApYIIIEHU I TTOCTIEI0BATEIbHOCTH ajljIelieit.

JIonoJTHUTETbHBIE BEIYMCIEHMSI, BHITIOJTHEHHBIE 110 Pe3yJibTaTaM
00ceoBaHMsT HOBBIX ITAIIMEHTOB, BKJIIOYEHHBIX B KOHTPOJIBHYIO
TPYIINY, MOATBEPAVIIN TPABUIBHOCTD PE3YJIbTaTOB, TIOTYYEHHBIX C
MCIOJIb30BaHUEM pa3paboTaHHbBIX YPaBHEHU A IIPOTHO3MPOBAHUSI.

TakuMm 06pa3oM, MOKHO COCTaBUTh CJIEAYIOIINE PEKOMEH A~
LI, TIO3BOJISTIONINE 10 pe3yJibTaTaM CTaHIAPTHBIX OMOXUMUYE-
CKHUX UCCICIOBAaHU I MPEIITOJIOXUTh HAJTWUKMe MYTAIii B OTHOM
13 TEeHOB M Ha3HAYMTh YTOUHSTIONIYIO TeHETUUECKYIO IKCITEPTHU3Y.

Ecnu BenmauHa ko3 duiineHTa paBHa MJIA MeHee TSl KHTepiieli-
knHa-6 — WUJI-6 (G-174C) 0,74 ycaoBHBIX eAMHUIL (YCII. €11.), METH-
nenTerparuapodonarpenykrassl — MTHFR (47298C) 0,69 yea. en.,
MeTnoHnHcHHTa3bl — MTR (42756G) 0,67 yci. en., METUJICHTET-
parugpodonarpenykrassl — MTHFR (C677T) 0,75 yen. en., TpoM-
oouuTapHoro peuentropa pudpuHoreHa — GP I1la (HPAI-1a/1b)
0,57 ycn. en., peuentopa anruoteHsuna I — AGTR1 (471166C)
0,91 yca. en., uHrMOMTOpa aKTUBaTopa rnjaasMmmHoreHa — PAI-1
(5G/4G) 0,76, y nanimeHTa HET MyTallMii B COOTBETCTBYIOIIIMX FeHAX.

Ecnu BennuuHbl Koaddunmentos 6osbme 0,99; 0,9; 0,95; 1,13;
0,8;1,09; 0,87; 1,05 yci1. ell. COOTBETCTBEHHO, peUb UJIET O TeTEPO-
WJTM TOMO3UTOTHOM MyTallMu.

Ecnu BeuurHBI KO3GGUIIMEHTOB JIeXXaT B IMaINia30He MEX Ty
MePBbIM U BTOPBIM BapUAaHTOM, TPEOYIOTCSI JOTIOTHUTEIbHbBIS
WCCIIeIOBAHMS TSI YTOUHEH M I HATUYM ST My Tallvid.

Monenb pa3paboTaHa 1J1s1 IPOTHO3UPOBAHU ST BOBMOXHOTO
HaJMYUsI TeHETUUYECKON TPOMOODUINMU.

PazpaboTaHa Mozieib MHOXECTBEHHOI JIMHEMHOI perpeccuu
IUTST ONTMCAHMST B3aMMOCBSI3U MEX Ty aJlJIeJIsIMUA KOHKPETHOTO TeHa
1 22 He3aBUCUMBIMU TTEpEMEHHBIMU.

KAnnnueckuit npumep Ne 1

ITauuent V., 38 aer.

Kano6bl Ha TOJIOBOKPYKEHUE, OLIYIIIEHUE TYMaHa B FOJIOBE.

Anamnes 3abonresanus. J1Ba Mecsilia Ha3al repeHec HOBYIO KOpPO-
HaBupycHyio nHdekuuo (HKW), BeizBanHyto Sars-ColV-2, nocie
yero ctas oTMevats noselteHre AL no 110/220 mm pt. cT. Jleunscs
B MOJIMKJIMHUKE B THEBHOM CTal[MOHApe, IMMOCJe KaleJIbHUIbI
MOYYBCTBOBAJ Ce0sI MJIOX0, HO CAMOCTOSITEIbHO MToeXaJsl IOMOIA,
BJIMGTE 10Ma MOTEPSIJT CO3HAHUE, BbI3BAHA CKOPAsi OMOIIIb, T0CTaB-
JIEH B HEBPOJIOTMYECKOE OT/EICHUE JIIs1 OOJbHBIX C HAPYLIEHUEM
Mo3roBoro kpoBoobparienuss BCMIT Ne 1 ¢ AJT 80/40 mm pT. cT.

Anamnes ucuznu. Tuneptronnueckas 6ose3ub (I'b) — mpenaparst
MMOCTOSTHHO He TPUHUMAET.

B nesponoeuueckom cmamyce — B cosHaHuu. 3pauku D = S.
dortopeaknuu kuBble. MEHMHTEaJlbHBIX 3HAKOB HET.
Topu3oHTaNBHBI HUCTAaTM B KpaifHUX OTBeneHUsIX. [y6okue
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Puc. 2. MPT-rpamma ronoBHOro Mo3sra nauueHra v.
[npeaocTaBAeHO aBTOpamu] / Brain MRI-gram of patient U.
[provided by the authors]

@ |
|1 L 1.10 em

Puc. 3. AaHHble upecnuLLEeBOAHON 3X0KapAuorpadpuu
nauueHTa Y. [npepocraBaeHo aBTopamu] / Transesophageal
echocardiography data of patient U. [provided by the authors]

pedaekcnl ¢ pyk D = S. TTo3a PomGepra — BeIpakeHHOE Tolia-
TeiBaHue. KoopnuHaToOpHbBIEe TPOGKI ¢ BEIPAaKEHHOM aTaKCUeH.
YyBCTBUTEIBHOCTD — 0e3 nmaTosioruu. [Tape3os HeT.

MPT 201061020 M032a — KApTUHA MHOXECTBEHHbIX MEJIKUX
0YaroB MIEMKU CyTIPaTeHTOPUAIBHOTO 6€JI0ro BelecTBa 00enx
reMucdep (CUTHaJIbHbIE XapaKTePUCTUKN COOTBETCTBYIOT paHHE
nopoctpoit cranun OHMK) Ha (hoHE MHOXKECTBEHHBIX MEJIKO-
04YaroBbIX UBMEHEHU I 6eJI0ro BellleCTBa TOJIOBHOTO MO3Ta COCy-
NUCTOro XapakTepa (MUKpOaHTUomnaTuu) (puc. 2).

Upecnuuwe6o0nas sxoxkapouoepaghus — Ha JHE yIIKa JOLUMPYETCs
nornepevHast Tpabekyia. B cpemHeii TpeTu yika JeBoro npei-
cepausi JJOIMPYETCsT OBaJIbHBIM TPOMO CpeHeil 3XOreHHOCTH
pa3mepom 1,1 X 0,84 cm (puc. 3).

Viempaseykoeas donnaepoepaghus 6paxuoyegparvruix apme-
puti (Y3JT bI[A) — npu3HaK¥ CTEHO3UPYIOLIETO aTepOCKJIepo3a
BILIA. CreHo3 nipaBoii ob1uieit coHHoit aptepu (OCA) — ycThst
BIIA 40-45%, ctenosa neBoit OCA — yctbst BLIA 30-35% (B nuna-
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meTpe). KpoBotok mo OCA, BLIA, Hapy:KHOIi COHHOI apTepuu
(HCA) nocratouHblii, 6e3 acuMMeTpuu. U3BUTOCTb MO3BOHOY-
HBIX apTepuit Ha ypoBHe C3, C4-C6 — 1 cerMeHT ¢ 10CTaTOYHbIM
HEYCTOMYUBBIM KpoBOTOKOM. Cy3KeHMe TuaMeTpa JIeBOM 1 paBoii
MO3BOHOYHOI apTepuu. [luametp cripaBa — 2,7 MM, cjieBa — 2 MM.
B uHTpakpaHuaIbHOM OTIEJe KapOTUIHBIX 6aCCeifHOB — T€H-
NEHIIMS K aHTHOCTa3My B CPEIHUX MO3TOBBIX apTEPUSIX.

Obwuii anaauz kposu: remornooun (Hb) — 149 r/n, sputpo-
muTh (3p. — 5,13 % 10'2/11, BetoBoii mokasareins (LIIT) — 0,90,
geitkonThl (11.) — 7,6 X 10%/71, CKOpOoCTh OCETaHNST SPUTPOLUTOB
(COB) — 16 MM/49ac, maTouKosIAepHbIe TeHKOIUTHI (11/51) — 12%,
cerMeHTosIIepHbIe (¢/5) — 59%, mumbonuTsl (1d) — 25%, MOHO-
uuTh (MH) — 4%.

Obwuit anaauz mouu: NIPO3pPayHOCTh — MpO3pavyHasi, BT —
COJIOMEHHO-XeJTasl, yaeabHblii Bec — 1017, peakuus — Kucnas,
JIEUKOIMTHI — 4-5, SMUTENUHN TJIOCKUI — eMMHUIHBIC KJISTKU
B ITOJIE 3pEHUSI.

Buoxumuueckue noxazamenu kpogu: TIroKo3a — 4,63 MMOJIb/1,
MoueBMHA — 4,93 MMoJib/1T, KpeaTuHUH — 0,095 MMouTb/71, ana-
HUHamMuHoTpaHchepasa (AJIT) — 30,2 en/n, acnapTaTaMUHO-
tpaHchepasa (ACT) — 17 en/n, oOmumii GMIMpyOorH — 16 MKMOJTB/IT,
o61mmit 6es1oK — 55 1/11, XomectepuH — 4,89 MMOJIb/JT, TUIIOMPOTE -
WHBI BbIcOKO# tioTHocTH (JITIBIT) — 0,91, nunmonpoTenHbl HU3-
kot imotHocTu (JITTHIT) — 2,96, ak TMBMpOBaHHOE YaCTUIHOE
TpomboriacTuHoBoe BpeMsi (AUTB) — 26 cex, TpOTpOMOMHOBBI I
nHiekc — 97%, dubpuHoreHn — 2,9 r/n, kanuii — 3,69, HaTpuit —
133, pH — 7,346.

Tomoyucmeun — 11,87 MKMOJIB/11.

DKT: CMHYCOBBI PUTM, YaCTOTa CEPACYHBIX COKPAIIeHU
(YCC) — 63 yn/muH, annekTpudeckas ocb cepaia (DOC) cmemeHa
pe3ko BjeBo. biokana nepenHeli BETBU JIeBO HOXKHY Tydka ['uca.

Manee MbI TPUMEHUJIN pa3paboTaHHYIO MOIEb Ha IPUMepe
OMOXMMMUYECKMX aHAJIM30B NaleHTa Y.

KoadduimeHT nporHo3a reHeTUUeCKUX U3MEHEH I Ha ypOBHE
reHa peuernropa anruoteHsuHa Il — AGTR1 (41166C) coctaBui
0,2. CornacHo Ta6J1. 1 mpearnojiaraeMoi MaToJOruu HeT.

KoadduimeHT nporHo3a reHeTUUeCKUX U3MEHEH I Ha ypOBHE
reHa G-0enka 6era-2 — GNB2 (C825T) paBuscs 1,8. CornacHo
TabJs. 1 npeanosnaraercs Haauuue Mytauuu. KoadduimueHt
MPOTHO3a HAJIMYMs MAaTOJIOTMYECKUX ajljieieil Ha ypOBHE TeHa
nHTepaeiikuna-6 — NJI-6 (G-174C) coctaBuia 2,15. CornacHo
TabJ1. 1 eCTh BEpOSITHOCTb MYTallMU.

KoadduuneHT nporHosa Haau4us NaTOJOTMYECKUX ajjeeit
Ha ypoBHe reHa MeTHOHMHCUHTa3bl — MTR (A2756G) 6b11 paBeH
0,95. CornacHo Ta6J1. 1 ecTb BEpOSITHOCTb MyTalIMU.

KoadbduuueHT nporHos3a HaJau4us MaToJOrM4ecKux ajjenei
Ha YpOBHe reHa MeTujieHTeTparuapodonarpenykrassl — MTHFR
(A1298C) coctasun 1,06. CornacHo Tab:1. 1 ecTh BEpOSITHOCTh MyTa-
. KoadduimeHT nporHo3a Haau4usi NaToJ0rMYecKux ajiesei
Ha YpOBHe reHa MeTujieHTeTparuapodonarpenykrassl — MTHFR
(C677T) okazaics paBHbIM 2,084. CorytacHo TabJ1. 1 ecTh BEpOSIT-
HOCTb MyTaruu. KoaddurmeHT mporuo3a Haau4usi aToJIornye-
CKUX aJlJleJieil Ha ypOBHEe TeHa MHIMOMTOpa aKTUBaTOpa IJIa3MIUHO-
reHa — PAI-1 (5G/4G) coctaBui 1,002. EcTb BEpOSITHOCTb MyTallUU.
KoadduiireHT nporHo3a HaJiu4yus NaToJOrMYECKUX ajljiesieil Ha
YPOBHe reHa TpoMOoLuTapHoro perentopa pudputrorena — GP I1la
(HPAI-1a/1b) — 1,002. CornacHo Ta6:1. 1 ecTb BEPOSITHOCTb MyTaLIUU.

[MauuenTty nposeneH aHaaus JJHK Ha Hannuue reHeTMYeCKOi
MPenpaciolioKeHHOCTH Ha yPOBHE FeHOB, KOHTPOJIUPYIOIIMX YPO-

LECHASCHI VRACH, VOL. 26, Ne 10, 2023, https://journal.lvrach.ru/

Topical theme
|

Tabauua 2

AHanus AHK nauueHTa Y. [rabanua coctaBreHa aBTopamu] /
DNA analysis of patient U. [table compiled by the authors]

lFeHbl FeHoTun Addexr
[eH peuenTopa A/C lMoBbILWEHHbIN YPOBEHb
aHrnoTeHsuHa Il — NPOAYKLMK peLenTopa,
AGTR1 (A1166C) runepTeH3uns
leH G-6enka beta-3 — c/T [MoBbILIEHHAA aKTUBHOCTb
GNB3 (C825T) 6enka, noBbllLEHKe
CUCTOAMYECKOrO AA
B HOYHOE BPEMS
[eH nHTepAerknuHa-6 — c/C CHWXeHHas aKkcnpeccus
WN-6 (G-174C) reHa
[eH METMOHMHCHUHTA3bl — G/G CHWXEHME aKTUBHOCTH
MTR (A2756G) depmMeHTa 1 akTuBauun
METUOHWHCUHTa3bI,
rMNeproMoumncTenHeMUs
[eH meTuaeHTETPa- C/T CHWXeHWE depMEHTATUBHOM
TMAPOGOAATPEAYKTAZbI — AKTUBHOCTU, BbICOKMI
MTHFR) (A1298C) YPOBEHb rOMOLUCTENHA
B KPOBM
[eH meTuneHTeTpa- A/A Hopma
rMAPOdoAaTPEAYKTA3bl —
MTHFR (C677T)
[eH uHrnbuTopa akTMBaTOpa 4G/4G lMoBbILWEHHbIN YPOBEHb
naasmuHoreHa (MAM-1) — MAIM-1 B nAa3me KpoBK
PAI-1 (5G/4G)
[eH TpombouMTapHOro c/C ArperaumoHHas
peuentopa ¢pubpuHoreHa — €nocobHOCTb TPOMOOLMTOB
GP llla (HPA1-1a/1b) BbiCOKas

Tabanua 3
AHaAU3 KPOBM NauueHTa Y. Ha HaAMuue

aHTMdochorMnuaHOro cuHApoma [Tabanua cocTaBAeHa
asTtopamu] / Blood test of patient U. to reveal the presence
of antiphospholipid syndrome [table compiled by the authors]

Pe3yabTar
33 mr/a
48,52 GPL-Ea/MA

Hopma
0-5 mr/n
0-11,9 GPL-Ea/MmA

Nokasarenb

C-peaKTuBHbI 6enoK

AHTUTEAa (AT) 18G K
KapAMOAUMNHY

AT IgM K KapAUOAUMUHY 20,31 MPL-Ep/MA
2, 58 APL-Ea/MA

56,67 oTH. Ep/MA

0-11,9 MPL-Ep/MA
0-11,9 APL-Ep/MA
0-19,9 oTH. Ep/MA

AT IA K KapAUOAUMUHY

AT IgG+A+M K 6eTa-2-
TAMKONpPOTEUHY 1

AT I18G K HaTUBHOW
(ABycnupanbHon) AHK

AT 1gG 1 1gM K PS-PT-
KOMMAEKCY — NPOTPOMOUHY
1 accouuMpoBaHHOMY

C HUM pochoamnuay
(bocdaTnanmacepury)

1,6 ME/mA 0-20 ME/mA

7,03 oTH. EA/MA <16

PeBmaToMAHbIN dakTop < 20 MEA/MA < 30 MEa/MA

BEeHb roMoIucTenHa, AJl, UIMMYHHBII OTBET, CUCTEMY reMocTas3a
(ta6:. 2). [Tatonornyeckue ajaieau BblACICHbI CEPbIM LIBETOM.

Ilpu cpaBHeHUM ucTHHOTO aHanu3a JJHK v nanHbIX MaTemMaTu-
YecKOU MOJIeJIU Ha YPOBHE OTHOTO reHa MeTUJIeHTeTparuapodoa-
tpenykta3sl — MTHEFR (C677T) oTcyTCTBYeT COBMaieHUe pe3yib-
TatoB. Ha ypoBHe Bcex ocTaibHBIX FTEHOB — MOJHOE COBMAEHUE.

TTanmenTy npoBeneH ananu3 Ha Hanuure ADC n1s BBISIBICHU S
MPUYUHBI UHCYJIbTA (Ta0. 3).
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Juarnos: nepedpoBackyisipHasi 6ose3nb (LIBB), nmemuueckuii
WHCYJIBT B TIPaBOM U JIEBOM CPEIHUX MO3TOBBIX apTEPUSIX, HEY-
TOYHEHHBII TOATUIT ¢ HOPMUPOBAHUEM MHOXECTBEHHBIX 0YaroB
uimemMuu B odenx remucdepax. INaronornueckas uzsuroctb BLIA
¢ n1Byx ctopoH. I'b 3. Puck 4. TpoM0 y111ka jieBOro rpeacepamsi.
ADC. PekonsanecueHT HK COVID-19.

[MamenTy naHbl peKOMEH Al K TI0 BTOPUYHOM MPOMUIaKTUKE
WU, B ynoBieTBOPUTETBHOM COCTOSTHUU BbITTUCAH JOMOIA.

KAnHnueckuit npumiep Ne 2

IManument K., 31 ron, noctasieH ckopoit moMmolbio B bY3 BO
«BI'’KBCMIT Ne 1» ¢ 3kaobamu Ha HapylIeHHe pedu, cJiaboCTh
1 HEJIOBKOCTD B ITPaBOM pyKe.

AHnamues 3abonesanus: 3a00Jes1 ocTpo, okoso 12:00, korna BHe-
3aITHO HapylIMJIach peub, «OTHSIJIACh» ITpaBast pyka. 3a Meau-
LIMHCKOM ITOMOIIbIO He oOpaitajics. Ha cienyiommuii neHb peub
HECKOJIBKO YJIYYIIUJIaCh, HO He TTOJTHOCThIO. POICTBEHHUKY
BBI3BAJI CKOPYIO TTOMOIIb. [IocTaBjieH B IpUeMHOE OTIeJieHe
I'KBCMII Ne 1, ocMOTpeH HEBPOJIOrOM, KapAUOJIOrOM, ITPO-
BeaeHbl KT rosoBHoro mo3sra u ajgektpokapauorpadust (OKTI).
JArarHocTUpOBaHbl UIIEMUYECKHU T MHCYJIBT B JIEBOI BUCOYHO-
TEMEHHOI 00J1aCTU 1 OCTPbIii MHGbapKT Muokapaa. [TanueHT
TOCIIUTAIU3UPOBAH B peaHMMAI[MOHHOE OTIEICHHE.

Anamues ucuznu: HepadboTaromuii. Y poauteneit OHMK
u nHdapkToB He Ob110. OHMK, yepenHo-M03roByio TpaBMy
Y caxapHbI 1UabeT OTpUIlaeT.

B neeponoecuueckom cmamyce: ypoBeHb 0OAPCTBOBAHUS —
ssicHoe co3HaHue. 3pauku D = S, peakiius Ha CBEeT XuBas.
MeHuWHTeaJlbHBIX 3HAKOB HeT. Peub — MoTOpHas adasus.
CrnaxeHa npaBast HocoryoHasi ckiaaka. Hucrarma Het. [moranue
He HapyleHo. [leBualius si3bika BrpaBo. [1ydokue pedexcsl
D > S. IIpaBocTopoHHM T MOHOTIape3 pyku — 3 6asia. Pedaeke
BabuHCcKOro mojokuTeIbHbIH cripaBa. @yHKIIMK Ta30BbIX Opra-
HOB He HapyIeHbl. McciienoBanue B mo3e PoMGepra He MpoBo-
nuinoch. KoopnuHaTopHble MpoObl — ¢ aTaKCHel cripaBa.

Ilo wxane NICHSS — 16 6a1oB.

Juaenos: 11BB, nieMmuyecknit MHCYIbT B 0acceiiHe JIeBOI cpell-
Heil MO3roBo# apTepru (KaparuodMOO0TUIECKUIA TTOMTHIT).

M 31 31184

kv 120
mA 212
Noise Index:

Puc. 4. KT ronoBHOro mo3sra nauueHta K. [npepoctaBaeHO
aBTopamu] / Brain CT of patient K. [provided by the authors]
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Tabavua 4
AHanu3 AHK nauuenTa K. [rabanua coctaBreHa aBTopamu] /
DNA analysis of patient K. [table compiled by the authors]
FeHbl FeHoTun Addexr
[eH peuenTopa A/C oBbILEHHbIV YPOBEHb
aHrnoteHsuHa Il — AGTR1 NPOAYKLMK peLentopa,
(A11660) rMnepTeH3uns
leH G-6enka beta-3 — Cc/T MoBbIlLEHHAA aKTUBHOCTb
GNB3 (C825T) 6eAKka, NoBbIlLEHWE
cuctoanyeckoro AA B HoUHOE
BpemMs
[eH nHTepAerkuHa-6 — c/C CHWXeHHas aKcnpeccus reHa
UN-6 (G-174C)
[eH METMOHMHCHHTa3bl — G/G CHWXEHWE aKTUBHOCTH
MTR (A2756G) depMeHTa 1 akT1BaLum
METUOHWUHCUHTA3bI,
rMNeproMoLncTENHEMUS
[eH meTuAeHTETpa- C/T CHUXEHWE depMeHTaTUBHOMN
rMAPOGOAATPEAYKTA3bl — aKTUBHOCTH, BbICOKMI
MTHFR (A1298C) YPOBEHb roMoLMCTENHA
B KPOBMU
[eH meTnaeHTeTpa- /T CHuxeHne GepmMeHTaTUBHOM
TMAPOGOAATPEAYKTAZbI — AKTWBHOCTU, BbICOKMI
MTHFR (C677T) YPOBEHb rOMOLMCTENHA
B KPOBMU
[eH nHrubutopa 4G/AG MoBbllweHHbI ypoBeHb WUAM-1
aKT1BaTopa B NA@3Me KpoBM
nAa3MuHoreHa — PAI-1
(5G/4G)
[eH TPOMbOLMTapHOrO C/C ArperaunoHHasi cnocobHoCTb
peuentopa ¢pubpuHoreHa TPOMOOLMTOB BbICOKAs
GP llla (HPA1-1a/1b)

3akarwuenue kapouoaoea: ullieMuuyecKast 60Jie3Hb cepala,
OCTPHI TPAHCMYPaJIbHBII MepeaHEITepPeropoIodYHbI BepXy-
IeYHBI MHDAPKT MUOKapaa. XpoHUYecKas cepaedHasi Helo-
cratouHOCTh . @yHKIMoHanbHBII Kitacc 11.

JlarHbie 00NOAHUMENbHbIX UCCACO08AHUIL:

O6uyuii anaaus kposu: Hb — 150 /1, ap. — 5,01 x 1012/, ;1. — 7 %
109/, /st — 2%, c/st — 60%, mAMbOIUTE — 27%, MOHOIUTEI — 10%,
s03uHODMIEI — 1%, COD — 15 MMm/gac, LITT — 0,90.

buoxumuueckuii anasu3 kposu: TOMOLMCTEUH — 15 MMOJIb/,
IJII0K03a — 5,9 MMOJTB/1, MOYeBMHA — 3,0 MMOJTB/TT, KpeaTUHUH —
0,066 mmoub/n1, amunasa — 5,3 ex/n, ACT — 35, AJIT — 29, 6unu-
pyouH — 10 MKMoJIb/71, 061Imnii 6estok — 63 r/1, AYTB — 31 c; ipo-
TpoMOUH — 94%, dubpuHoreH — 2,6 /11, reMatokput — 52%, mpo-
TpoMOUHOBOE BpeMs — 15 ¢, xosecTepuH — 8,0 MMOJIb/JT, aJ1bOY-
MUH — 41 1/1, MeX1yHapoIHOEe HOPMAJU30BaHHOE OTHOILIEHUE —
1,08. JITTHIT — 4,7 mmouns/m, JITIBIT — 1,5 mmonb/n, kanuii — 3,3
MMOJIb/I, HaTpuii — 137 Mmmoiib/n, pO, — 16, pCO, — 47.

Obwuii anaauz movu: cIabOMyTHasl, COJJOMEHHO-XeJITasi, Kuc-
Jasi, OTHOCHTeJIbHasl INIOTHOCTh — 1021, 6estok — 0,066 /7, neit-
KOIUTHI — 1-2 B moJie 3peHUsT, SITUTETU I IJIOCKUIA — yMEPEHHO.

JKT: nosocTu cepaiia He paciiMpeHbl. [ MnoakuHe3us Bepxy-
LIEYHOI, TIepeTHe-TIeperopoa0THOI 00JacTeil ISBOrO XKeTyI0uKa.
CoKpaTUMOCTb MUOKAap/ia JIEBOT0 XeTyI0uKa CHUXeHa, hpaKkIiust
BoIOpOCca — 46%. YNioTHEHME CTBOPOK a0PTaIbHOIO M MUTPaJib-
Horo KJjianaHa I crerneHu, HemOCTaTOYHOCTh TPUKYCITUAaTbHOTO
kianaHa [ cTeneHu. YIJIoTHeHUE aOPTHI.

KT 201061020 M032ea: KapTUHA UIIEMUYECKOTO MHCYJIBTA B JIEBOI
BHCOYHO-TEMEHHO# 00JIaCTH — YYaCTOK TUITONEHCHOI CTPYKTYPhI
35 X 28 MM U JIOTHOCTHIO 23 e. H. (puc. 4).
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IKT: put™m cuHycoBblil. DOC He oTKJIoHeHa. KpynHoouarosbie
M3MEHEHUSI TiepeIHe-TTeperopoIoYHOM 06IacTu.

V3T BIA: KOMILIeKC «<MHTUMAa — MeJ1a» OOILIMX COHHBIX apTe-
puii cripaBa u ciieBa — 0,8 MM. Masiblit AuameTp JieBOii TO3BOHOY-
HOI1 apTepuM, C BLICOKMM BXOXKICHUEM B KOCTHBIN KaHaJl Ha ypOBHE
C5 1 KOMTIeHCAaTOPHBIM YCUJICHUEM KPOBEHATIOJTHEHUEM TT0 BCEM
cerMeHTaM. Busyasnuzaiusi mpaBoii MO3BOHOYHOM apTepuu 3aTpyl-
HeHa (OTJIOIMPOBaHa CEKTOPHBIM TaTYMKOM), CKOPOCTh KPOBOTOKA
B 2-M U 3-M cermeHTax cHukeHa. KpoBoTOK HeycToiunB Ha (hpoHe
HEepPOBHOTO X0Jla apTepU M B KOCTHOM KaHaJe. B mHTpakpaHuab-
HOM OT/ieJIe KapOTUIHBIX 0ACCEHOB BU3yaIu3allns 3aTpyIHEHaA.

B xone mpoBeneHHOTro JIeYeHU s COCTOSTHHUE MallueHTa Y1y I~
JIOCh, BBITTMCAH B YIOBJIETBOPUTETLHOM COCTOSTHU Y.

KoadduimeHT nporHo3a reHeTUYeCKMX U3MEHEHM 1 Ha ypOBHE
reHa penenropa anruoreHsuHa Il — AGTR1 (41166C) pasen 0,6.
CorynacHo Ta6Jj1. 1 BEepOosSITHOCTb IpearogaraeMoi maTojaoruu
cyuectByeT. KoadduimeHT nporHo3a reHeTu4eCcKuxX U3MeHeH i
Ha ypoBHe reHa G-06eska 6eta-2 — GNB2 (C825T) coctaBui 1,9.
CornacHo TabJj. 1 mpeamnonaraeTcsl HaJluyue MyTalluu.

KoadduineHT nporHo3a Haauuyus NaTOJOTMUYECKUX aJljie-
Jieli Ha ypoBHe TeHa nHTepieiikuna-6 — UJI-6 (G-174C) — 4,05.
CornacHo TabJ1. 1 ecTb BEpOSATHOCTb MyTallUU.

KoadduuneHT nporHosa Haauuus NaTOJOTMYECKUX ajjeseit
Ha ypoBHe TeHa MeTMOHUHCUHTa3bl — MTR (42756G) coctaBu
0,4. CornacHo Ta6J1. 1 ecTh BEpOSITHOCTh MYTALIU .

KoadduumeHT nporHosza Haau4us NaToJOrMYecKuX ajeneit
Ha YpOBHE reHa MeTuJieHTeTparuapodonarpenykrassl — MTHFR
(A1298C) paBen 1,06. CortacHo TabJ1. 1 cyIecTByeT BEpOSITHOCTh
myTtanuu. KosbduiimeHT MporHo3a HaJaudus TaToJ0rnueCKux
aJlyiesieil Ha ypoBHE TeHa MeTHJIEHTeTparuapodoiarpenyKras3bl —
MTHEFR (C677T) coctaBu 1,58. CornacHo Ta6:1. 1 ecTh BeposT-
HocTb MyTauu. KoadhduureHT mporuo3a Ham4ust maToJIornye-
CKMX aJijieJieil Ha ypOBHE TeHa MHTMOMTOpa aKTUBaTopa Ijia3Mu-
HoreHa — PAI-1 (5G/4G) 6b11 1,39. EcTb BepOSITHOCTb MyTallUU.
KoaddbuiimeHT nporHo3a Haan4yus MaToJOTMUEeCKUX ajjeei
Ha ypOBHe reHa TPOMOOIIUTapHOTO pelienTopa GubpruHoreHa —
GP Illa (HPAI-1a/1b) paBHsincs 1,39. CornacHo Tabu1. 1 ecTh Bepo-
SITHOCTb My TallMU.

[MauuenTty nposenen anaaus JIHK (ta6:x. 4). [TaTosoruueckue
aJIJTeJIA BbIJACJIEHBI CEPBIM IIBETOM.

[Tpu conocraBiaeHuu pesyabraToB aHaau3za JJHK u naHHbIX
MaTeMaTHUYeCKOI MOJIETN TIOJTYYSHO ITOJIHOE COBITAICHUE TAHHBIX.

Ha npencraBieHHBIX KIMHUYSCKUX ITPUMEpPaxX MOXHO TTOKa-
3aTh, YTO pa3paboTaHHasi MOJIEJIb UMEET BHICOKYIO TOUHOCTb.

06cyxpeHue

[To naHHBIM KUTAKCKUX UCCIIeI0BATENCH, B MOIEJISIX TPOTHO-
3MPOBAHUSI UCIIOJIb3YETCsI 1IKaja reHeTuueckoro pucka (GRS)
JUUTST OLIEHKY BJIMSITHUSI TEHETUYECKH 3HAYMMBIX (pakTOpoB. st
GRS npumeHsieTcs ITh METOJOB: OLIEHKA F’eHeTUYEeCKOTo pucKa
npocTbiM noacueTom (SC-GRS), olieHKa reHeTUUeCKOro pucka,
B3BellleHHas 1o oTHoleHuIo maHcoB (QR-GRS), olieHka rexe-
TUYECKOI0 pUcKa npsiMoit Jjoructudeckoii perpeccuu (DL-GRS),
OlLIeHKa NoyiureHHoro reHetnyeckoro prucka (PG-GRS) u ouienka
FeHeTMYeCcKOoro pucka, B3petieHHast no gucrnepcuu (EV-GRS) [10].

HccrnenoBanusi, nposeaeHHble B LI Beitiiapyuu, mpenocTaBis-
10T MHGOpPMalIMIO 0 pa3padoTKe KIMHUUYeckux moaeneii GRS
JUTSI OLIEHKU pUCKa BEHO3HOI TPOMOO03MOOJUU, TPOMOOMDUIUH.
I kana GRS MoxeT ObITh UCITOJIb30BaHa JIJIsl HAAEXKHOTO MPO-
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THO3UPOBAHUSI pUCKA BEHO3HOU TPOMOOIMOOIUU, HECMOTPS
Ha pasJiMuMe B YyacToTax ajjeneit Mmexay nonyasuusamu [11].

VYuenble u3 Micnanuu pa3padoTtaiu MpaBuIo KIMHUYECKO-
ro MPOTHO3UPOBAHUS TPOMOO3a y TOCIUTAJIU3NPOBAHHBIX
nauueHToB ¢ HKHU, BeizBanHo SARS-ColV-2. JInst nocTpo-
€HU Sl MOJIeJIU, TIpecKa3bliBatouieil TpoM003, ObIJ BbITMOJTHEH
aHaJI3 Pa3JIMYHBIX JIOTUCTUISCKUX PErPECCUOHHBIX MOJIEIeH,
BKJIIOYas neMorpacduyeckue 1aHHbIe, paHee CylleCTBOBABIINE
COCTOSTHUSI M aHAJIM3bl KPOBM, COOpaHHBIE B TeUeHUE TTEPBBIX
24 yacoB rocnuTanuzaiuu. ITocie noctpoeHust Moaeau Oblia
pa3paboTaHa cucTeMa OLUEHKM A5 CTpaTu(UKaIMu pucka TpoM-
603a (TRIPOD). Mozenb nokasaja, 4yTo BO3pacT, MOJ, YDPOBHU
D-mumepa, neitkountoB u MJI-6, cobpaHHbBIE TP MOCTYIJIEHUH,
u ypoBHU C-peakTUBHOIO 6ejika, cCoGpaHHbIe B TeUeHUE MEePBhIX
24 yacoB rocnuTajau3alu, MOMOraloT Ipejicka3aTbh TpoM003
¢ TouHocThio 77% [12].

WccnenoBanue, nposeaeHHoe B. Y. EpIIOBbIM U MTOCBSILIEH -
Hoe nmporHo3upoBaHuto ucxonoB MU, zacinyxupaet ocoboro
BHUMaHMUS CPEIN OTeUeCTBEHHBIX paboT. [Togpo6HO pacKkphiTa
TeMa aJITOpUTMa TMAarHOCTUKY MaTOTeHETUYECKUX TTONATHUTIOB
WHCYJIbTa B paboTe «MaTemMaTuyeckoe MoJIeIUpPOBaHUE OCTPEii-
LIEro Mepuoaa UIleMuYeCcKoro MHCYJIbTax.

Bnarogapst paboTte naHHOTO ajiropuT™Ma Oblia BbISIBJICHA TTpsiMast
CBSI3b MEXJIY CKOPOCThIO U3MeHeHus Tsikect MU, 1 ucxomnom B
onvkaimuii Mecsil. JlaHHBIN pe3ybTaT Mo3BOJIMII ClIeMaTucTamM
BHOCHTb KOPPEKTUPOBKHU HEMOCPEICTBEHHO B TAKTUKY JICYSHU ST
60JbHBIX. OTINYNTETHLHOM YePTOM MpeaiaraeMoi MPOrHOCTHUYE-
CKOIi MOJIeJIM ObLJIO UCTIOJIb30BaHUE METO/IA IMHEHOM perpeccuu,
YTO MO3BOJUIIO MOJIEJIU TOCTUYb BBICOKM X pe3yabTaToB [13].

Hcnosb3oBaHMe MaTeMaTUYeCKO MOJIeSIM, OCHOBAaHHOE Ha UCKYC-
CTBEHHOM MOJIeIMPOBaHUM (DYHKIINIA TOJIOBHOTO MO3ra METOIAMU
MPOrpaMMHOI KJTacCU(bUKAIIMU peabHbIX CUTyallUil TaK Ha3bl-
BaeMOil HENPOHHOM CeTH, SIBJISIETCSI TIEPCIIEKTUBHBIM PEIIEHUEM.
B cucteMe HEHPOHHOI CETU MCTOIB3YIOTCS pa3IMYHbBIE METOIBI
noctpoeHusi. Hanbosee monmyasipHbIMU SIBJISTFOTCST METOIT OTIOPHBIX
BEKTOPOB, METOI IEPEBLEB PELLIEHU I U METOJT «OIMXKAaI1IEro coceiar.
Kpome Toro, 3auacTyto 0OCHOBY CUCTEMbI MOT'YT COCTABJISITh 0a30BbIE
METOJIbI CTATUCTMYECKOTO aHaIn3a MTaHHBIX, TAKWE KaK JTMHeHHast
perpeccusi, a Tak>Ke MEeTOJbl KJIaCTEePHOI0 U KOPPEISILIMOHHOTO
aHasuza. B nocienHee BpeMs 60JIbIIYIO MOMYISIPHOCTb HAYaIu
HaOWpaTh JIBa APYTMX METOIA — ITOMCKA aCCOIIMAaTUBHBIX MPaBUJT
U TeHeTUYeCKMX aJroputmos [14, 15].

Pa3paboTanHast HaMu Mojieb TIpeanoaaraeMoi TpoMooduInKn
MMeEET BbICOKYIO TOUHOCTh. C ee MOMOIIbIO MOXKHO COCTaBUTh
peKOMeHAallMu, MO3BOJISIOIIME MO pe3ybTaTaM CTaHIAPTHBIX
OUOXMMMYECKUX UCCIICIOBAHUI MTPEATOIOKUTh HAIMIUe MyTa-
LM B OMHOM M3 F'eHOB M HAa3HAYUTh YTOUHSIOIIYIO TeHeTUYe-
CKYI0 9KCIEPTU3Y.

IMony4eHHBIe pe3yIbTaThl BHEAPEHBI B paOOTy HEBPOJIOTrYe-
CKOTO OT/IeJIEHU S 1J1s1 OOJIbHBIX C HAPYIIIEHUEM MO3TOBOTO KPO-
BOOOpallleHH s ¥ IEPBUYHOIO HEBPOJIOrMUYeCcKoro otaeaeHust bY3
BO BI'KBCMIT Ne 1 r. Boponexka. [Tporpamma ajist pacueTa ypaB-
HEHW I BCTPOEHA B 3JICKTPOHHYIO METUIIMHCKYIO KapTy.

IlepBoHavanpHast olleHKa manueHToB ¢ UM MoXeT chirpaTh
dyHIaMeHTaNbHYIO POJIb B paHHEM BBISIBJIeHUU (haKTOPOB,
IMPOrHOCTUYECKU BIUSIONIMX Ha BOSHUKHOBEHME 3a00JieBa-
Hus. Pa3zpaboTtaHHasi mporpaMmma MoXeT ObITh 9(D(MEeKTUBHBIM
WHCTPYMEHTOM B IPUHATUM KJIUHUYSCKUX PEIIEHU I ISl TOCTTU-
tasmsuposanHoi nonyasuny M. [l
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