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’Becanna H.C., 'Emeananosa I0.A., ‘Bumnena K.A., ‘I'ekman E.B., 'Opaosa M./L.,
UIusumy S1.B., 'Berunna E.JO., 'Bumnesa E.M.

'@IBOY BO «Ypanvckuii 2ocyoapcmeennviii MeOuyuncKuii yHueepcumemy Munucmepcmea 30pagooxpanenus
Poccuiickoi @edepayuu, Examepunbype, e-mail: e.m.vishneva@mail.ru;

2I'4Y3 Ceseponosckoii obracmu «lopodckas Kiunuveckas 6omvnuya MNe  14»,  Examepunbype, e-mail:
vesninans@mail.ru

B naHHOM Hccile10BAaHMM NPEJCTABJICH KIMHUYECKUH cIydail apTepualbHOi IrMIepTeH3MH y NalUeHTAa MOJIOA0I0
BO3pacTa ¢ HeyClelIHbIM IMIUPUYECKHM NOAOOPOM AHTUrUINepTeH3UBHOM Tepanuu. Iegp padéorel — H3y4uThH
BO3MOKHOCTH COBPEMEHHOH TreHeTHYecKoi JIa0opaTOpHOW JMATHOCTMKM [JIsi MHAMBHUAYAJBLHOr0 mnoadopa
Tepanuu TNPH NepPBUYHON Bepu(UKALUUU AUATHO3A M ONpeAeJeHUS] TAKTHKH JedeHus. Ilpoananu3mpoBan
KJIMHUYECKHUIi cjydail apTepuaibHOM T'HNepTeH3MH Yy NalleHTa M0JIO10ro Bo3pacTta. MzydeHo 18 nurepaTypHbIX
HCTOYHHMKOB, MOA00OPAaHHBIX B 3JIEKTPOHHBIX OTKPBITHIX 6a3ax Scopus, PubMed, eLibrary, u3 Hux 12 Bk/1104eHbI
B CIHCOK JHMTepaTyphl. I'eHeTHUYeckoe HccleJ0BaHUE MO3BOINI0 BBISIBUTh 0CO0OEHHOCTH MEXaHM3MOB Pa3BUTHA
AT. B yacrHocTn, monumopdusm 704 T>C, Met235Th, renorun C/C, BcTpeuaromuiicsi B poccuiicKoii momyasinuu
Jumsb B 20 %, MOKET CONPOBOXKAATHCH YBeJIMUeHNeM NMPOAYKINH PeHHHA U aHTMoTeH3uHorena. MccienoBanue
TOPMOHAJBHOIO CTATYCA MO3BOJINI0 BepH(HUIHPOBATH BHICOKOPEHHHOBYIO hopMYy apTepHabHOIl IMIepTeH3nH.
Ha3HaveHHasi ¢ y4eTOM MOJIYYeHHBIX JAHHBIX Tepanusi NPSIMbIMH HHTHOUTOPAMH PEeHHHA, KOTOPbIe 10BOJIbHO
pelKo NPUMEHSIIOTCS] M He HA3HAYAITCS MPH IMIHPUYECKOM BbIOOpe aHTHTMIIePTEeH3MBHOI Tepannu, NpuBea K
JTOCTHKEHUIO 1eJIeBbIX 3HAYEHHIT apTepuaiabHoro aaBieHus. 'en GNB3 6era3 cyobennnuna G-0eaka (ryaHus-
cBsi3biBaolMii 0e1ok), ren AGTR2 penenrtop 2-ro tuma pisi anruorensuna Il y mammeHTa okasaics He
NO/IBeP:KeH MYTALMHU, YTO OOBSICHAJIO HeJ0CTATOYHYI0 3JI(PPeKTHUBHOCTH paHee HA3ZHAYEHHOH Tepanuu
oaokaropamu PAAC. Takum o0pa3oM, reHerudeckuii anaau3 MexaHusmoB Al 3aHsi1 Beayliee MecTo H
onpeeJuJ JaNbHellIyl0 TAKTHUKY BeJeHHsl NanveHTa. JlaHHBIA KJIMHUYeCKHMHl ciay4dall JeMOHCTpUpYeT, YTO
reHeTHYecKHe UCCIeI0BAHMS UrPal0T BAXKHYI0 POJIb B NEPCOHAJM3NPOBAHHON MeIuIMHEe N1 MauueHToB ¢ AT,
MO3BOJISISI ONTHMM3UPOBATH BBLIOOP M 3P(PEeKTHUBHOCTH AHTHIMIEPTEH3MBHOI Tepamuu, 0cO0EHHO B cJydasix
3CCEeHIHATBbHOM r'HNepTeH3UH U BLICOKOPEHUHOBOM I'MnepTeH3uM.

KroueBnie cioBa: 9CCCHIMAJIbHAasA THUINCPTCH3UsA, BBICOKOPCHHWHOBAsA THUICPTCH3UA, TI'CHCTUYCCKHUC MCCIICIOBAHUAA,
AHTUTUTICPTCH3UBHAA TCpaIus.
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This study presents a clinical case of arterial hypertension in a young patient with unsuccessful empirical selection
of antihypertensive therapy. Purpose of work: to study the possibilities of modern genetic laboratory diagnostics
for individual selection of therapy at primary verification of diagnosis and determination of treatment tactics.
Materials and methods: a clinical case of arterial hypertension in a patient of young age was analyzed. We studied
18 literature sources selected in electronic open databases such as Scopus, PubMed, eLibrary, 12 of them were
included in the list of references. Results and discussion: genetic study allowed to reveal the peculiarities of
mechanisms of AH development. In particular, polymorphism 704 T>C, Met235Th, genotype C/C, occurring in
the Russian population only in 20 %, can be accompanied by an increase in renin and angiotensinogen production.
The study of hormonal status allowed to verify the high-renin form of arterial hypertension. The therapy with
direct renin inhibitors, which are rather rarely used and not prescribed in empirical choice of antihypertensive
therapy, prescribed taking into account the obtained data, led to the achievement of target values of blood
pressure. The gene GNB3 beta3 subunit of G-protein (guanine-binding protein), the gene AGTR2 type 2 receptor
for angiotensin 11 in the patient turned out to be unaffected by mutation, which explained the insufficient efficacy



of previously prescribed therapy with RAAS blockers. Conclusion. Thus, genetic analysis of AG mechanisms took
the leading place and determined the further tactics of the patient's management. This clinical case demonstrates
that genetic studies play an important role in personalized medicine for patients with arterial hypertension,
allowing to optimize the choice and efficacy of antihypertensive therapy, especially in cases of essential
hypertension and high-renin hypertension.
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Beenenue

HenaBHue gnoctmxenuss B cdepe TEHOTUIHPOBAHUS M, B YACTHOCTH, B pAle
KpPYIHOMACIITAOHbIX MOJIMI€HOMHBIX HMCCIEIOBAHUN IOMOINIM pa3rafaTbh I€HETHYECKYI0 OCHOBY
aprepuansHoit runieprensun (Al') [1]. CrnoxkHas ceTh B3aMMOJICHCTBYIOIIMX ITyTEH, BKIFOYArOIIas
[IOYEYHbIE, HEPBHBIE, IHIOKPUHHBIE, COCYUCTBIE U IPYTHE MEXAHU3MBbl, KOHTPOJIUPYET OCHOBHbBIE
MOKa3aTeIy apTepUAIbHOTO JABJICHUS, TaKWe KaK CEepACYHbIN BHIOpOC M olIiee nepudepuyeckoe
CoIpoTHBIIeHHE. MHOXKECTBO T€HOB B KaXJIOM U3 3TUX CUCTEM YYaCTBYIOT B CIIELUAIIN3UPOBAHHBIX
GyHKLIMSAX, perylupyroumx aprepuaibHoe pgasineHue (AJl). PesynbTaTbl HMOJUT€HOMHBIX
uccnenoBanuii BeisiBIIM Oosee 100 momumopdusmoB, cBsizaHHBIX ¢ (penorunamu Al [2]. Al —
CII0)KHOE€ TIOJIMATUOJIOTMYECKOE 3a00JieBaHME, HAa KOTOPOE BIMSIIOT pa3IUYHbIE T€HETHYECKUE U
sKosiorudeckue (akropel. PennH-anpaocrepon-anruorensuHosas cuctema (PAAC) yuactByeT B
perymsuuu AJl u 3aBucuma ot nonumopdusmos reda AGT [3].

HccnenoBanust o MOJIEKYIISIpHO# TeHeTrke Al HanpaBiIeHbl Ha HISHTH(PHUKALNIO JTOKYCOB,
ydacTByrouMx B perynsauuu AJl, oOHapykeHuEe BapUaHTOB T'€HOB BHYTPH BBISIBICHHBIX JIOKYCOB,
CBSI3bIBAHUE UX C IPOMEXYTOYHBIMHU (PEHOTHUIIAMU U B KOHEYHOM UTOI'€ OLIEHKY UX KOJIMYECTBEHHOTO
BJIMSIHUA Ha ypoBeHb AJl M MX B3auMOJEHCTBUS C OCHOBHBIMU (haKTOpaMHu OKpy»karoleit cpeabl. Ha
CeTOMHSIIHUN JeHb TeH aHruoTeHsmHoreHa (AGT) sBisercs OJHUM H3 HEMHOTUX T'€HOB-
KaHJIUJATOB, KOTOPbIM ObUI HCCIEOBAH C MCIOJb30BAaHUEM MHOMKECTBA CTATHCTUYECKUX,
KIMHUYECKUX M Oumoxumuyeckux crpareruil. I'en AGT pacnonoxeH Ha JIMHHOM Iuiede 1
xpomocoMsl (1g42-43) u coctout u3 5 3k30HOB U 4 UHTPOHOB. OnKcaHo o0koj0 15 moauMopdHBIX
BapHaHTOB JJAHHOT'O T'€Ha; OJIHUM M3 IMIMPOKO MCCIEAYEMBIX SIBISETCS NOIUMOP(U3M, TIPUBOASIIINN
K 3aMeHE aMUHOKHUCIOThl MeThoHuHa (M) B 235-m monoxenuu Ha tpeoHuH (T). Jlokazano, uTo
B3auMojieiicteue Mexay nonumoppusmamu M235T u G-6A U ypOBHAMHU aHTMOTEH3MHOTEHA B
IUIa3Me yKa3bIBaIOT Ha IMyThb, O KOTOpoMy JOKyCc AGT MoOXeT ObITh BOBJICUEH B 3CCEHIMATIBHYIO
runepters3uto [3]. Llenpro J0MOTHUTENBHBIX UCCIEA0OBAHM ABIISIICS aHAIN3 ApyTrux BapuanTtoB AGT
(C-532T, G-6A), KoTOpBIE MOTYT OTBEUYATh 3a PETY/IAIMIO SKCIPECCHH T€HOB U, CIIE0BATEIILHO, 3a
renepauuio AGT. Ananu3 cBs3elt mokasan, uro nonumopousm C-532T Brnuser Ha BapuaOenbHOCTh
AGT B mazMe 6osee cylecTBeHHO, yeM BapuaHT G-6A. Ha ocHoBaHMH psiia uccienoBaHui ObLIO
ompeneneHo, dro reHetudeckas ocHoBa PAAC mpu AI moxeT math HaM HOBBIE W Oojiee
cnenuguuHble  (apMaKoJOTHYECKHE CpeACTBA M BO3MOXHOCTh  HWHIUBUAYAIU3HUPOBATH

aHTUTUIIEPTEH3UBHYIO TEpanuio [4].



B mponecce m3ydeHHs T€HETHMUYECKMX MapKepoB (HOpMUPOBaHMS CEpAEYHO-COCYIUCTHIX
3aboneBanuii (CC3) Ba)KHO NMPHUMEHEHHE IMOJYYECHHBIX PE3yJbTaTOB U MX aKTUBHOE BHEJpPEHHUE B
pYTUHHYIO IIpakTUKy. CBOEBPEMEHHOE U OIpaBAAHHOE HAa3HAYEHUE I'€HETUYECKUX HMCCIEAOBAHUN
3aHUMAaeT 0c000€e MECTO B BEJICHUHM MTALUEHTOB C BbISIBIICHHBIMU Ha paHHel craauu CC3, B TOM 4ucie
AT, ¥ moMoraer B pelIeHMH MHOTHX JUAarHOCTHYECKUX M TepaleBTUYECKHX 3aj1ad [5]. Ha ocHoBe
TFEHETUYECKUX JaHHBIX Bpaud MOTYT MPEUIOKUTh HHIUBUAYAIbHBIH moaxon K jeueHuto I'b.
HekoTopsle 11011 MOTYT UMETh I'€Hbl, KOTOPBIE JEJIAI0T UX 00JIee MOABEPKEHHBIMU apTepUaibHON
TMIIEPTOHHUH, U UM MOXKET OBITh PEKOMEH/I0BaHO HavaTh C JIEKapCTBEHHOH Tepanuu ¢ 6osiee HU3KUMU
J03aMHU WIK C aJbTEPHATUBHBIMU Ipenaparamu. /[pyrue nmanveHTsl MOTYT UMETh I'€HbI, KOTOpbIE
YKa3bIBalOT Ha 0oJiee BHICOKYIO 3()()EeKTUBHOCTh ONMPE/ICICHHBIX JEKAPCTBEHHBIX MPENapaToB, H UM
MOTYT OBITh Ha3HAYEHBI OTIPE/ICICHHBINA MpenapaT Wi KOMOMHAIUS JIEKApCTBEHHBIX CPEJICTB.

['eHeTHKa TaKXkKe MOXKET MCIIOJIb30BaTbC JJIsl I[POTHO3UPOBAHUS pHCKA Pa3BUTHUSA
ocinoxHenudt I['b, Takux Kak cepaeuHble 3a00J€BaHUS, OCTpPbIE HAPYIIEHUS MO3TOBOIO
KPOBOOODAIICHUSI WM OCJIOKHEHHS HEPPOIIOTHYECKOT0 Xapakrepa. HekoTopble TeHeTHYecKue
MapKepbl MOTYT OBbITh CBSI3aHbl C IIOBBIIIEHHBIM PHCKOM pa3BUTHSI ITHX OCJIOXHEHMH, U 3Ta
uHpopMalMsg MOXET [IOMOYb BpayaM B IPUHATHM PEIICHUS O HEOOXOIUMOCTH JONOIHUTEIbHBIX
UCCIIeIOBaHUM MM 0ojiee MHTEHCUBHOTrO jeyeHHus. OJHAKO CTOMT OTMETHTh, YTO M€HETUYECKHE
UCCJICIOBAHUS SIBIISIIOTCS TOJBKO OJIHUM M3 aClEKTOB B JICUCHHU T'MIIEPTOHUYECKON Oosie3Hu [6].
Bcerna Heo6xoauMo NpUHUMATh BO BHUMAHUE U Jpyrue (GpakTopsl, Takue Kak 00pa3 KU3HHU, JUETa,
¢du3nyeckas akTUBHOCTb U JIEKapCTBEHHAs Tepanus, s 3()(HEKTUBHOTO KOHTPOJIS apTepHaIbHOTO
JaBJICHHS M PETOTBPAILCHUS OCIOKHEHUiA [7, 8].

Henn wmccaenoBaHusi — H3YYEHHE BO3MOXKHOCTEM COBPEMEHHOW TI'E€HETUYECKOMU
71a00paTOpPHOM TMAarHOCTUKHU B BBISBIIEHUU 0COOEHHOCTEN TeueHus Al' M MHIUBUAYalbHOM OA00pE
Tepanuy Npu NEepBUYHON Bepu(UKALMU AMArHO3a U ONpPE/IEICHUN TaKTHKH JIEYCHUs Ha MpUMepe
KJIIMHU4ecKoro ciaydass A’ B MoJI010M BO3pacTe.

Matepunajibl M1 MeTOABI HCCJIEJOBAHUS

[IpoananusupoBan KiIMHUYecKuil ciydail A’ y manueHTa MOJIOOTO BO3pacTa, HU3y4YeHbI
BO3MOKHOCTH F€HETUYECKUX MCCIIEJOBAHUH B 110100pE aHTUTUIIEPTEH3UBHOM Teparuu.

PesynbTaTsl Hecjief0BAaHUA U UX 00CyKIeHUE

[Marment M., 23 roaa, nmpeabsBiIsi kanoOsl Ha noBbimeHne AJl 1o 160/100 mm pT. cT. Ha
MPOTSHKEHUH JIBYX-TpeX JIeT 0e3 OYEeBUAHBIX MPOBOLUPYIOUINX (DaKTOPOB, COMPOBOXKAAIOIIEECS
yMepeHHO# cnabocteio. Co ci0B mamMeHTa, ¢ Bo3pacta 20 JeT BOEpBbIE CTal OTMEYarTb
nepuoanueckoe nosbimenue AJl 10 160 u 100 MM pT. cT., BBIABIsSIEMOE IIPH CIIy4aitHBIX U3MEPEHUIX
100 BO3HUKHOBEHUH kasi00. PerynsapHo npruHUMAI 10 peKOMEHAAlUY Bpaya 110 MECTY KUTEJIbCTBA

sHayanpuwi B g03e 20 MI Ha NPOTSDKEHHWHM 6 MecslEeB, 3aTeM K Tepamuu MOAKIIOYEH HEeOHBOJION



(mebmirer) 5 Mr B cyrku. Ha ¢one mpoBenenHoit Tepamuu crabunmsamuu AJl He oTmedar,
coxpansuioch noBbimieHue AJ] (cpemnue 3nadenus go 150 m 100 MM pT. CT.), SIH30aUYECKast
rojsioBHasi 00Jib. 3HAYMMbIM B aHAMHECTUYECKHUX JAHHBIX SBUJIOCH OTCYTCTBHE MOAUDUIIUPYEMBIX
daktopoB pucka Al (KypeHue, aikoroiyib, OXHpeHUe), pu3nyecKass aKTUBHOCTh JOCTAaTOYHAs —
peryisipHbsie a’3poOHbie Harpy3ku mo 30—40 munyT 3 pasa B Hemento (Oer, MHTCHCUBHAs XO/b0a,
IUIaBaHUE), caxapHbIM auaberoMm He crpagaer. [IpodeccronanbHbie (akTOpPBl PUCKA, CTPECCOBas
Harpy3ka OTCYTCTBYIOT. PaHHuE ceplIe4HO-COCYIUCTbIE COOBITUS Y POJCTBEHHUKOB OTPHULAIL.
OpaHako W3BECTHO, UTO Y OTLA apTepHalibHasi TUIIEPTEH3Us C MOJIOJ0ro Bo3pacTa. [Ipu npoBenenuu
00BEKTUBHOTO OCMOTpA: COCTOSIHUE yaoBieTBoputTenbHoe. Poct 193 cm, Bec 98 xr. UMT cocraBun
26,31 xr/m>.

Crnemyer OTMETHTh, 4YTO TP TIPOBEIECHHH OOBEKTUBHOTO O0OCIEOBAaHUS MAIMEHTa
CHeU(pUIECKUX MPOSBICHUNA MOPAKEHUS CEPIACYHO-COCYAUCTON CHUCTEMBbI M HHBIX OpPraHOB-
mumeHeir AI' He BbiiBiaeHO. AJl Ha mpueme coctaBuio 160 m 100 mm pt. cr. IlpusHakor
runeprpodun  MHOKapaa, W3MEHEHHH  COCyIuCTOoro  pycia  OpaxuonedanbHOH  30HH,
nepuepuyecKix apTepHii, MOYEYHBIX apTEepPHid, MPOSBICHUN CEPJCYHONW HEIOCTATOYHOCTH HE
BBISIBJICHO.

[IpoBeneHo naboOpaTOpHO-UHCTPYMEHTaIbHOE oOciegoBanue coriaacHo KimHuyeckum
PEKOMEHIALIUSIM I10 JuarHoctuke u yedeHuno Al [9].

ITpu naGopatopHom obcnenoBanuu: TTI™ 2,12 MmkME/mn, nponaktun 148MME/n, ®CI'™*
4,93 MME/n, JIT" 8,4 MME/n, Tectoctepon obmuit 19,1 amons/n, JINIBIT* 1,18 mmons/n, JITTHIT*
2,93 mmonw/n, Tpuraunepuas 0,86 mmons/n, xonectepun 4,62 mmons/n, JINOHIT* 0,39 mmons/m,
MHJIEKC aTepOTreHHOCTH cocTaBui 2,9. KmHu4Yecky 3HaUUMbIX OTKJIOHEHHUH HE MOJIyYEHO.

[Ipu ynbTpa3ByKOBOM HCCIIE€OBAHUU OpaxuoliedanbHbIX COCYI0B CTEHO30B U MPU3HAKOB
aTepOCKIJIEpO3a HE BBIABIEHO, X0/ COCYI0B IIPABUIIbHBIMN.

ITpu DXOKT" obHapyxeHa aHOManbHas XOp/ia B MOJOCTH JieBoro xenynouka, K/IP 5,4 cwm,
KJIO 141 mu, KCP 3,4 cm, YO 94 M, @C 36 %, ®B 65 %, nnacronudeckas GyHKIMS HE HapyIIeHa.

[Ipu Y3U opraHoB OproumIHOW MOJIOCTH, MOYEK MaTojoruu He BblsBIeHO. [lpu Y3U
IIUTOBUIHON Kele3bl 0OHapyxeHbl 1ud¢y3Hble u3MeHenus B Tkanu DK, kommouHble KUCTHI B
IIpaBOM J0JI€ TUAMETPOM JI0 2 MM.

[Ipu nposenenun cyrounoro monutopuposanus DKI' u AJl BepudunupoBana crabuiabHast
n30iMpoBaHHas cuctoinudeckas Al' 2 cremeHM B TeUeHHE CYTOK, BBIpa)K€HHas OpaauKapius B
otaensHble MOMeHTH BpeMeHn ¢ UCC 40 yua/mMuH, oOpamaer BHMMaHHE KPaTKOBPEMEHHOE
nosbimienue AJl no 181 u 112 mm pt. c1. B 14:21 Ha ¢doHe Harpy3ku (moabeM 110 5 3Taxka) u
kpatkoBpemeHHoe moHmwxkeHne AJl mo 110 m 42 mm pr. ct. ¢ 02:40 mo 03:11; cHmwkeHHE

nauactonmueckoro AJl Houbto u30bITOuHOE (OVerdipper), uupkamHbiii uHAeKe 148 %, nmpkamHbIit



nnaexkc UCC B nmpenenax HOpMBI, B TedeHue cyTok cyomakcumanbHas YCC He nocturayra (51 % ot
MaKCUMaJbHO BO3MOXKHOW Ui JaHHOTO Bo3pacTa). OcMOTp odranpmonora: THIEPTEH3UBHAsS
anruomnatus cetuyatku. DKI' — putm cunycossiii, npaBuibHbli, YCC 75 ya/mun. 30C He OTKIOHEHA.
be3 ouaroBsix usmenenuit. Kpurepun runeprpodun JOK He morydeHsl.

Takum o6pazom, BepuduuupoBaHa crabuibHas Al 2 creneHW, NPU3HAKH MOPAKCHUS
OpraHOB-MUIIICHEW (AQHTHONATUSl CETYATKH) SIBUJIMCh NpOsBICHUWEM 2 cTaguu 3aboseBanus [9].
[Ipu3nakoB cumnToMaruuyeckux Al He BBIABIEHO, CAENAHO 3aKIOYEHHE O €€ 3CCEHUUAIbHON
STHOJIOTUHU.

Ha ocHoBaHuU Bcex aHaMHECTHYECKHX, KIMHUKO-JIA0OpAaTOPHBIX JAHHBIX ObUI YCTaHOBJIEH
nuarno3: [unmepronmueckas Oone3Hbp 2 craam, puck 3, 1 (QyHKIMOHAIBHBIN Kiace IO
kinaccudurarnun NYHA [9].

[TarueHTy 1aHBl pEKOMEHAALMU IO HeMeANKaMeHTO3HOH npodunakTuke Al [8].

Jnsa yrouHeHuss MexaHusmMoB ¢opmupoBanus Al manueHTy OBUIO PEKOMEHIOBAaHO
MPOBEACHUE TeHETUUECKOro ananusza [9].

[lo pe3ynpraTaM reHETHMUECKOIO MCCIEIO0BAaHUS Yy IMALMEHTA BBISBIICH MOBBIIIEHHBIN PUCK
CC3 no psany renoB. 'en AGTR1 peuentop 1-ro tuna pist anruotensuna Il (momumopdusm 1166
A>C, renotun namuenta A/C, gyactota B poccuiickoi nomynsauuu 40 %), BeIsiBIIeHA TOBBIIICHHAS
JKCIIpecCUsl TeHa M YBEJIMYEHHME IJIOTHOCTH penentopoB K aHruoreHsuHy II. Anrumorensun Il
B3aMMOJICHCTBYET C JBYMsI KJIETOYHBIMH pELENTOpaMH aHTHOTeH3MHa |-r0 W 2-TO THIIOB,
KoaupyembIX, cooTBeTcTBeHHO, reHaMu AGTR1 u AGTR2. Penenrtopsl 1-ro Ttuma B Oosibliei
CTENEHN OTBEYAIOT 33 PEAKIMI0 CEePAEYHO-COCYIUCTON cuCTeMBbl Ha JeHCTBHE aHrMoTeH3uHa Il
AHTaroHUCTBHl peLEenToOpoB aHrHMoTeH3uHa [l mpUMeHSIoTCS B KauecTBE CPEACTB, CHMIKAOLIUX
naBiieHre. MHOTOYHCIIEHHBIE HCCIEN0BAaHUA MOoKasanu, yTto 4yactora reHotunos A/C u C/C mo
mapkepy Al1166C rema AGTR1 poctoBepHO BbIIE B TIpymnax MAlHMEHTOB, CTPAAAIONIUX
TUIEPTOHUEH, YeM B KOHTPOJbHOU rpymme 310poBbix dwogei [10]. T'ew AGT aHrHOTEH3MHOTSH
(mommumop¢usm 704 T>C, Met235Th, renotun nanuenta C/C, gactoTa B poccuiickoi momyJsiiun 20
%), BBISIBJICHO TIOBBIIIIEHNE KOHIIEHTpAIlMU aHTnoTeH3unoreHa Ha 11 %, 4to, B cBOO o4epe/ip, BEACT
K YBEIMUYEHHUIO cojepkaHus aHruoreHsuHa Il u ¢opmupoBaHuio apTepuaibHON THUIEPTOHUH.
CymecTByeT 0K0J0 15 pa3nuuHbIX anjienbHbIX BapuaHTOB reHa AGT. Accoumarus ¢ pa3BUTHEM
TUIEPTOHNUHU NMOoKa3aHa AJist 3ameHbl TuMUHA (T) Ha uTo3uH (C) B no3unuu 704 mocnenoBaTeabHOCTH
JHK rena AGT — maHHBIM y4acTOK Ha3bIBaeTcs reHeTHdeckuMm mapkepom T704C. B pesynbrate
TaKOM 3aMeHBbI B O€JIKe aHTMOTEH3MHOT€HE B MO3ULIUHU 235 aMHUHOKUCIOTHOM MOCIe10BaTeIbHOCTH
MPOUCXOIUT 3aMEUICHHe AaMHMHOKHUCIOTHI MeTHOHMHa Ha Tpuntodan (Met235Thr), a Ttakxke
MOBBIIIAEeTCS Oa3albHBIA YPOBEHb TpaHCKpUNIUK reHa. M3-3a atoro y mozeit ¢ renotunom C/C B

IIa3Me YBETMUNBASTCS KOHIICHTparws anrnoTeH3nHoreHa Ha 10—20 %, mo cpaBHEHUIO C TCHOTUIIOM
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T/T [11]. Ten AGT anruorensunoren (momumopusm 521 C>T (Thrl74Me), reHoTun manueHTa
C/T, gacrora B poccuiickoit momyinsiiua 20 %), MOBBIIIEH PUCK apTEPUAbHON TUIEPTEH3UH U
uieMuieckoit 6onesnu cepauna. 'en NOS3 cunrasa okucu azora (momumopdusm 786 T>C, renorun
nanuerta C/T, yactoTta B poccuiickoit momyssiuu 40 %), BHISIBICHO CHU)KEHHE aKTHBHOCTH TeHa
NOS3 u dopmupyromuiics B pe3yibrare 3Toro HemoctaTok NOS, 4TO SBISETCS MPUYUHOMN
CHIDKEHHSI CHUHTE3a M BBICBOOOXKACHHUS OKCHIA a30Ta W AUCHYHKIHMM SHAoTenus. JlaHHbIe
OTKJIOHEHMSI MOT'YT CIIY>KUTh OCHOBOM 1151 pazBuTusi UbC u octporo kopoHapHoro cuuapoma. I'en
NOS3 cunrasa okucu azota (mosmmopdusm 894 G>T (Glu298Asp), renorumn maruenta G/ T, yactora
B poccuiickoil momyisaiuu 35 %), BRISIBJICH MOBBIMICHHBIM PUCK apTEPHAIBHONW TUIIEPTEH3UH TTPHU
COYETAaHUH C JIOTIOJIHUTENBHBIMU (PAKTOpaMU pHUCKa (AUCIMUIIUACMUS, MOBBIIIEHHOE MOTpeOieHue
comu u jp.). [lomumopdusm rena NOS3 no mapkepy G894 T Takke M3y4eH B CBSI3U C (PU3HUSCKOMN
AKTUBHOCTBIO: JIFOJIU C OIpPE/IeICHHBIM T€HOTHUIIOM JIy4llle OTBEYAalOT Ha (hU3HUYECKHE TPEHUPOBKHU.
Kpome Toro 4ro okcu a30Ta — MOIIHBIN COCYI0PACIIUPSIIONINIA areHT, BEIpa0aThIBAIOIUIACS B OTBET
Ha (U3MYECKHE HArpy3KH, OH YYacTBYeT B KOHTpOJI€ ()YHKIHMH CKEJIETHBIX MBI, YCBOCHHUU
TJIFOKO3BI CKEJICTHBIMU MBIIIIIAMA BO BpPEMsI TPEHUPOBKH, B BBIpa0OTKe MUTOXOHApUsSMU ATD
(amenosunTpUdOChaTa — r1IaBHOr0 UCTOUYHUKA YHEPTrHH). Bee 3TH mporeccsl MOryT MOAYIHPOBATh
MBIIIEYHYIO CUTy. Bpilo moka3zaHo, 4To y keHIIUH ¢ reHotunom T/T HaOnromaercs OObIIMIA
IIPUPOCT MBILIEYHOM Macchl B OTBET Ha clielU(UUYECKUE HATPY3KH, [0 CPABHEHUIO C XKEHIIUHAMU C
aimneneM G. DTO 03Ha4yaeT, YTO HOCUTENbHUIBI ajuiens G MOTYT 3aHMMAaThCs TaKOro poja
TPEHHUPOBKAMHU B LEJAX OOILEro yKperuieHUsl 370pOBbs, HE pacCUMThIBas Ha OOJIBLION HPUPOCT
MbIedHorn maccel. MHpopMmanus o renorune mo reny NOS3 u psaay Apyrux reHOB MOMOXKET
CIIOPTUBHOMY Bpauy U TpEHEPY M0100paTh UHAUBUAYAIbHYIO IPOrpaMMy IJisl TPEHUPOBOK C YUETOM
reHeTUYeCKUX ocoOeHHocTe. [12].

C yderoM BepOSITHOIO ONOCPEIOBAHHOTO BIMSHUA Ha ¢opmupoBanue Al' B Monozom
BO3PACTE, a TAKXKE C LIEIbI0 OLIEHKU PUCKOB ()OPMHUPOBAHUS CEPJICUHO-COCYAUCTBIX OCIOKHEHUN U
MOPaXEHUsI OPraHOB-MUILIEHEH Ha '€HEeTHYECKOM ypOBHE Oblila IPOBEJEHA OLEHKA IPYTUX T'€HOB:
ADDI1 anbdaaanykTus — 610K ITUTOCKETIETa, y4aCTBYIOIIUMA B TPAHCIIOPTE HOHOB Yepe3 KIETOUHYIO
memOpany, CYP11B2 unwurtoxpom 11b2-anprocrepoHcHHTa3a — TeH albJOCTEPOHA, KOTOPBIN
NPUHUMAET y4acTHe B PEryysiliii oOMeHa HaTpHs U COCYIHCTOro 00beMa U, KpoMe TOro, SIBISEeTCs
CTUMYJISITOPOM KJIETOUHOU rureptpoduu u ¢pudpo3a B cepliedHo-cocyauctoit cucreme, red GNB3
6era3 cyobenununa G-6enka (ryaHMH-CBSI3bIBAIOIIMM O€JI0K) — MPOAYKT I'eHa, UTPAIOIIUNA BaXKHYIO
poOIb B Mepeaaue CUTHAIOB BHYTPh KieTku, TeH AGTR2 penienrrop 2-ro tuma pist anruorensuna -
I'eH, KOAMPYIOUIHNii O6eTa-2 aapeHOopenenTopbl, BO30YX/ICHHE KOTOPBIX 00ECIeUynBaeT «TOPMO3HOMI»
3¢ dexT, BrIpaxaromuics B pacIipeHNuH COCYA0B (KOPOHAPHBIX, CKEJIETHBIX MBIIIIII), pacciaabieHun

TJIIaAKUX MBIIII] AbIXaTCJIbHBIX HYTeI\/’I. B meuenn MPOUCXOJUT I'NIMKOI'CHOJIUW3 U BBIXO/J I'NTFOKO3bI B



KpPOBbB, YCHIIMBAETCS TAKXKeE pacrajl ITIMKOreHa B CKEJIETHBIX MbIIIIAX. B yka3aHHBIX T€HaxX PUCKHU IO
(bopMHPOBAHUIO TOPAKEHHS OPTAHOB-MHILICHEW HE BBISBIICHBI.

[Tocne momyueHus: pe3ynbTaToOB MCCIEAOBAHMS Ha3HAUEH DPETYJSpHBIA IpUEM a3ujicapTaHa
MEIOKCOMMUI + XiopTanuaoH (3mapou-kino) 40+12,5 mr 1 pa3 B CyTkH ¢ BeaeHHEM AHEBHHKA AJl.
Cnycrst 3 Helelaw MHPOBEACH IUIAHOBBIA KOHTPOJb, BBISIBICHA TEHICHIMS K CHIbKeHHIO AJl ¢
HEJOCTHKCHHEM ero 1eneBbix 3HadeHuid (MeHee 130 u 80 mm pr. c1.). A/l manueHTa cocTaBisuio 3a
nepuon 1 nenenst cpeanue 3uauenue 140 u 90 mm pT. CT.).

Ha ocHoBanuu renernueckoro uccienoBanus: AGT (aHrHoTeH3UHOTEH ), mosmMophu3m 704
T>C (Met235Th) u ocobeHHOCTEH KIMHUYECKOIO TEUCHHSI, 8 IMEHHO MOJIOIOM BO3pACT IMallieHTa,
PE3UCTEHTHOCTh K THUIOTEH3UBHOM Tepamuu, Oblla  mpeanojoxeHa ocobas ¢opma Al
BBICOKOPEHUHOBAS.

Jns nonarBepkaeHuss  Bo3MoxHOW Qopmbl AT ObUI0 mpoBeneHO oOcienoBaHUE IO
OTIpe/IeNICHUI0 PeHUHA B KpoBU. [lomydyeHHbIN pe3yabTaT (ypOBEHb PEHUHA CHIBOPOTKH KpoBU > 500
MKME/MiT) mo3BONMI ycTaHOBUTH JAaHHYI0 Gopmy A, 1 Ha OCHOBaHMHU ATOTO K TEparuu ObLI
noaxitoueH anuckuped (pacuies) 300 mr yrpom — JIC u3 rpynmsl MHTHOUTOPOB pEHUHA.

Yepes 4 Henenu nocturuyto cHumxenne AJl 1o neneBbix 3nadenuii (A /] cpennue 3Hauenus 120
n 80—125 u 85 mm pr. cT.).

[Tpu moBTOpHOM IIpHEME, CITyCTs 3 Mecsla OT Hadaa JiedeHus, 3pPEeKTUBHOCTh Tepanuu Obuia
BepU(UIMPOBaHA MOBTOPHBIM IPOBEJECHUEM CYTOYHOI'O MOHUTOPHUPOBAHUS apTEPUATIBLHOTO
nasnenus: Allcp 126/80 mm prt. ct. CU 1.0 — OCTUTHYTHI 11e1€BbIe 3HAYCHUSI.

K nHacrosmiemy BpeMEHH OT MOMEHTa NEPBUYHOTO OOpalleHHs MalUeHTa JIUTEIbHOCTb
HaOmo/leHus: coctaBwia 3 rojga. B muiaH eXeroJHbIX KOHTPOJBHBIX OOCIEAOBAHMN NalleHTa
BriroueHsl Y3U cepaia, CMAJI, Y3U mnoueunsix aprepuit coryacHo pekomenmanusm [10].
ITpoBonumast Tepanus 3¢pdextuBHa. [Ipu3HaKoB nopaxeHus: OpraHOB-MUILIEHEH HE BBISBIIECHO.
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1. WuauBuayalbHO MOAOOpaHHAs AaHTUTUIEPTEH3WBHAsI TEpaIus COIVIACHO T'€HETUYECKUM
MexaHu3MaM pa3Butus Al' y KOHKPETHOIrO MalMeHTa MO3BOJWIA JOCTUYb TJIAaBHOM II€JIN JICUCHHUS:
CHID)KEHHE PHCKA Pa3BUTHS CEPAECUHO-COCYIUCTBIX OCIOKHEHUI U MIOPaKEHUsI OpraHOB-MUILEHEHN —
Omaronaps JOCTHKEHHIO 1eneBoro AJl.

2. HccenenoBanuss TeHETUYECKUX MEXaHU3MOB Al' B COBpEMEHHON KapAMOJIOTHH MO3BOJISIFOT
VHIUBUAYAIN3UPOBATh TUAarHOCTUKY U JIEYCHHUE.
3. ['eHeTHueCKHEe HCCIEOBAHUS JIOJDKHBI CTaTh HEOTHEMJIEMOM 4YacTbi0 JUArHOCTUKU
CepACYHO-COCYTUCTHIX 3a00I€BaHUH TSI ONTUMHU3ALMH BHIOOPA TAKTHKH JICUCHHS.

*TTI — TUPEOTPONHBINA TOPMOH

OCI" — pomIUKyIOCTUMYIUPYIOMUN TOPMOH



JITIBII — nunonpoTeu bl BBICOKOM MIIOTHOCTH
JIITHII — siunonipoTen bl HU3KOM IIOTHOCTH

JIITOHII — nunonpoTenapl O4EHb HU3KOM IMJIOTHOCTH
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