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(57) H306peTeHMe OTHOCHUTCA K MCAHULMHEC M MOXCET 6I)ITI) UCIIOJIB30BaHO [UIA IMPOrHO3UMPOBAHUS PUCKA Pa3BUTHUA

apTepuasbHON THIIEPTEH3MM NP BO3ACHCTBMU CBHHIIA M €r0 COCIMHEHWH. 3ajadell HACTOSIIEro H300peTeHHs
SIBISIETCS. TOBBIIIEHUE JOCTOBEPHOCTU IPOTHO3UPOBAHMS PUCKA PAa3BUTUS apTEpPUATbHON TUIEPTEH3UM Yy JIMIL,
HOZIBEPTrarolUXCs BO3ACHCTBUIO CBUHIA U €I0 COSAMHEHUM, IPU NPOBEICHUM NIPEIBAPUTEIIBHBIX U IEPUOANYECKUX
MEMIMHCKHX OCMOTPOB OOJBIIOr0 KOJNYECTBA, pabOTAIOMINX 32 KOPOTKHE (CXKaThle) CPOKH BPEMEHH. YKa3aHHas
3a7ada JOCTUTAETCS TEM, YTO B H3BECTHOM CIToco0Oe IIPOrHO3UPOBAHMUS PHCKA PAa3BUTHUS apTepHAIbHON THITEPTEH3NH
IPY BO3/ICHCTBHY CBHMHIIA U €T0 COEIMHEHHH, BKIIOYAIOIIEM 3a00p BEHO3HOW KPOBH, BBIIEIECHHE T'€HETHYECKOTO
MaTepHasia, IpPOBEJCHUE IOJNMMEPa3sHOH IENMHOW peaknuu cOo Crenu(pHIecKUMU INpaiMepamy, JOIOIHHUTEIBHO
npoBoaAT onpeneneHue noaumopdHoro Bapuanta C521T rena AGT n H63D rena HFE meronom duryopectienTHOM
JIETeKIUH B PEXHUME pPEeabHOTO BPEMEHH M IpH OJHOBPEMEHHOM OOHapyxeHHH HeOmarompusTHOW ammenn T
C521T rena AGT B couerannu ¢ HeOmaronpustHoid amtensio G H63D rema HFE mporxosupyior BBICOKMIA
PUCK Da3BUTUS apTepUAlbHOM THUIEPTCH3MM IIPU BO3ACHCTBUU CBUHLIA M €ro cocAuHEHHH. TexHHYecKuM
Ppe3yabsTaToM H300peTeHHs SBISIETCS MOBBIIICHIE JOCTOBEPHOCTH IPOTHO3UPOBAHMS PUICKA PA3BUTHS apTepHANbHOM
THINEPTEH3HUHU Y JIAI, MOABEPTAIONINXCS BO3ACHCTBHIO CBHHIIA M €TO COCJWHEHHH, C YI€TOM UX MHIWBHUIYabHOH
YyBCTBUTENIIBHOCTH K BO3JICHCTBMIO CBUHIA M €T0 COCAMHECHUH, JII CBOCBPEMEHHOTO IPELyNpPEKACHUS e
Pa3BUTHS ITyTEM PAIIOHATBEHOTO TPYHOYCTPONCTBA BHE BO3ICHCTBUS CBHHIIA M €TO COCTUHCHUH M ()OPMHPOBAHHS
TPYHII MOBBIMIEHHOTO PHCKAa C LEJBIO NPOBEACHNUS CBOSBPEMEHHON KOPPEKIMH IS MOBBIICHUS aJalTaIlOHHBIX
CIIOCOOHOCTEH OpraHM3Ma pazIMYHBIMH Hecnenupuaeckumu crocodamu. [lpemraraemsiii cnoco® MoxeT OBITh
HCTIONB30BaH B KIMHUYECKHX, OMOXMMHYECKUX, MOJICKYIIPHO-TCHETHIECKHX JTa00paTOpHUsIX, YKOMIUICKTOBAaHHBIX
IIMPOKO UCHONIB3YEMBIM 000pyI0BaHNEM, BBIITyCKAEMBIM OTEUECTBEHHON MM 3apyO0eKHOH IPOMBIIIIIEHHOCTHIO.
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N3o00peTenne OTHOCHTCSI K MEUIIMHE U MOXKET OBITh MCIOJIB30BaHO JJISl POTHO3UPOBAHMS PUCKA Pa3BHU-
THSI apTepUaIbHON THIIEPTEH3UH NPU BO3ACHCTBUHU CBUHIIA M €TO COSTMHEHUM.

W3BecTeH crmoco0 MPOTHO3MPOBAHMS PHCKA DPA3BUTHSA apTEpHATBHONW THIIEPTCH3WH TIPH BO3ACHCTBHH
CBUHIIA ¥ €T0 COCTMHECHUM, BKIIIOUAIONUi 3a00p BEHO3HOW KpoBH, BhIzenenne JIHK, npoBenaeHue monmmMepas-
HOMW LEMTHON peaknuy co cnenu(puIeckKuMu IpaiMepaMy U Ha OCHOBAaHHWHU 3TOTO BBISBICHHE MOTMMOP(HBIX Ba-
puantoB reHoB anruoreHsuHorena (AGT) (Hyung-Ki Kim, Hwayoung Lee, Jun-Tack Kwon, Hak-Jae Kim. A
polymorphism in AGT and AGTR1 gene is associated with lead-related high blood pressure. J Renin Angio-
tensin Aldosterone Syst. 2015 Dec; 16(4):712-9. doi: 10.1177/1470320313516174).

OpHako JaHHBIM CIIOCOO OCYIIECTBISET IMPOTHO3MPOBAHHME PHCKA PAa3BUTHS apTEPUANIbHOM THIIEpPTECH3HH
TIPY BO3ACHCTBUH CBUHIIA M €r0 COCAMHEHUIA TOJIHKO HA BBISBICHUH MOJTUMOP(HBIX BAPUAHTOB TCHOB aHTHOTCH-
suHoreHa (AGT), He yuuThIBasi HHOUBUAYAIbHOH YYBCTBUTEILHOCTH K BO3JCUCTBUIO CBUHIIA U €r0 COEAMHE-
HHUH, KOTOPBIA OKa3bIBaeT T'MIICPTEH3MBHBIN (QQEKT MyTeM aKTHBALMU IIPOLECCOB IOBBIIIEHHUS COCYIHCTOTO
TOHYCa, SHIOTETUATBHON AUCHYHKIIMH U BOCTIAJICHHS. DTO CHM)KAET CTENICHb JOCTOBEPHOCTH NTPOTHO3NPOBAHUS
pHCKa pa3BHUTHUS apTepUANLHON THIIEPTCH3UH IIPU BO3ICHCTBUY CBUHIIA U €T0 COCAWHEHUA, HAIPUMED, TIPH MPO-
BEJCHUH JHCIIAHCEPU3AINH FIIU NMEPUOTUIESCKUX MEIUIIMTHCKUX OCMOTPOB OOJIBIIOTO KOJIMYECTBA pabOTAIONIIX
B OTpaHUYEHHBIH ITEPHOI BPEMEHH.

3anmadeii HACTOSIIETO H300PETEHUS SBIACTCS MOBHIIICHIE JOCTOBEPHOCTH TPOTHO3UPOBAHUS PHCKA Pa3BH-
THS apTEPUATEHON THIIEPTEH3UH Y JINII, TIOABEPTAOIIIXCS BO3ICHCTBHIO CBUHIIA U €T0 COSANHEHHH, TIPH TIPOBE-
JCHUN TPEIBAPUTEIBHBIX U MEPUOTUYECKAX MEAUINHCKUX OCMOTPOB OOJBIIOTO KOJIMYECTBA, PaOOTAIOIINX 3a
KOPOTKHE (CKaThIe) CPOKH BpEMEHH.

TexXHUYeCKUM pe3yJIbTaTOM M300pETEeHHs SBJISETCS MOBBIIICHNE TOCTOBEPHOCTH MPOTHO3UPOBAHMS PUCKA
pa3BUTHS apTepUabHOM TMIEPTEH3UH Yy JIMIL, MOABEPTAIONINXCS BO3JICHCTBHIO CBHHIA U €r0 COCIUHEHHH, C
YYETOM WX MHAMBUAYaJIbHOW UyBCTBUTEIHFHOCTH K BO3JCHCTBHIO CBHHIIA M €r0 COCAMHEHUH, /I CBOCBPEMEH-
HOTO NPEIyNpPEeXICHUs €¢ Pa3BUTHS IyTEM PAllMOHAIBEHOTO TPYAOYCTPOHCTBA BHE BO3JICHCTBHS CBHUHLA M €rO0
COEIMHEHUH 1 (OPMUPOBAHUS TPYII HOBBIIIEHHOTO PHCKA C LIENBI0 MPOBEJCHUS CBOCBPEMEHHOW KOPPEKLUH
JUTS IOBBIIICHHS Al TAIIHOHHBIX CTIOCOOHOCTEH OpraHNu3Ma pa3IHIHBIMI HECTIeIH(HUIECKUMH CITI0OCOOaMHu.

VYkazaHHas 3a7ada JOCTUTAETCS T€M, YTO B MU3BECTHOM CIIOCOOE MPOTHO3MPOBAHUS PHCKA Pa3BUTHA apTe-
pHANBHON THMEPTEH3UN TPH BO3ICHCTBUU CBHHIIA M €TI0 COSIMHEHWH, BKIIOYAIONEM 3a00p BEHO3HOW KPOBH,
BBIJICJICHHE TEHETHYECKOTO MaTepHaia, MPOBEICHHE IMOJMMEpPa3HON IEHOW PEeaKkIuyd CO CHenu(UIeCKUMHU
mpaiMepamu, IOTIOJHUTEIHLHO MPOBOIAT ompeneicHue mosmMopdHoro Bapuanta C521T rema AGT m H63D
reda HFE metomgoM (iyopeciieHTHOM NETEKIUU B PEXXKUME PEAbHOTO BPEMEHH M IPH OJHOBPEMEHHOM OOHa-
pyxenun HeOnaronpusatHoit amenn T C521T rena AGT B coueranun ¢ HeOnaronpusitHod amensto G H63D
rera HFE mporHo3upyroT BEICOKUI PUCK Pa3BUTHS apTCPUATBHONW THIIEPTEH3UU IPU BO3ACUCTBUY CBUHIIA M €TI0
COEMHEHUII.

[Mpennaraemslit ciocod OCHOBaH Ha UCCIIEIOBAHUN KOMIUIEKCA AUArHOCTHYECKUX TECTOB, IIPU ITOM HaJHU-
yne HeOmaronpusitHoi amnenn T C521T rena AGT (rs4762) B coueranun ¢ HeOJIarompusTHOW amtensio G
H63D rena HFE (r51799945) nrpaer BaskHyt0 poJib IIPH BBISBICHUN HACIEACTBEHHON MPEIPACIONIOKEHHOCTH K
Pa3BUTHIO apTepHaATbHOM TMIIEPTEH3UH NPU BO3ACHCTBUN CBUHIIA M €70 COCTMHEHUI.

I'er AGT xomupyet GeJIOK aHTHOTEH3WHOTEH, CHIBOPOTOYHBIN TIIOOYIIHH, BEIpaOaThIBAEMbIN KIETKAMU TIe-
YeHH, U3 KOTOPOTO IO ACHCTBHEM pEHHWHa oOpa3yercss aHTHOTCH3MH . OJHOHYKJICOTHAHBIA MOIUMOpP(H3M
C521T rena AGT (rs4762) nmpuBOANT K 3aMeHe ITUTO3WHA Ha TUMHUH B 521 MOJI0KEHUH, B UTOTE B OEITKE MPOUC-
XOJHUT 3aMeHa aMHUHOKHCIIOTHI TPSOHWH Ha METHOHHUH, B Pe3yJbTaTe Yero B IUIa3Me MOBBIIIACTCS yPOBEHB aH-
THOTEH3UHOTCHA. YPOBEHb AHI'MOTEH3WHOTEHAa MOXKET KOHTPOJIHMPOBATh AaKTHBHOCTh PEHUH-aHTMOTEH3MH-
JIBJI0CTEPOHOBOM CHCTEMBI, U €€ Ype3MEpHasi aKTHBAIHs IPUBOIUT K MOBHIIICHUIO YPOBHS aHTHOTEH3WHA, YTO
B CBOIO OYE€pe/b IPUBOIUT K NOBBIIICHHIO apTEPHAIbHOTO JaBICHHS.

I'en HFE pacnonoxen Ha xpomocome 6p21.3, ero nmomumopdusiii Bapuant H63D rena HFE (1s1799945)
NPUBOAMT K 00pa30BaHUIO OeJIKa ¢ M3MEHEHHOH CTPYKTYpOii, YTO BIMsIET HAa MeTabOJIM3M JKejie3a B OpraHu3Me,
MPOUCXOUT MOBHIICHHAss aOCOpOIHMs XKene3a U APYruX METaJuIoB, B TOM uKcie cBuHna [ToBeiienue conepixa-
HUS CBHHIIA B KPOBH TPUBOIUT K M3MEHEHHIO OOMEHHOHM CIOCOOHOCTH KaJbIIHS, YBEIHMUCHHIO HEHTPAIBLHON
CUMTIATHYECKOH aKTHBHOCTH, IMOBBIIIEHUIO YPOBHS KaTEXOJaMHUHOB B TUIa3Me, OJIOKHPOBAHUIO Na'/K"-AT®a3sr,
aKTUBAIMK IPOTEMHKNHA3A TTaJKUX MBIIII ¥ MTOBBIIICHUIO aKTUBHOCTH PEHHUH-aHIHOTCH3UH-AJIBI0CTEPOHOBOMH
CHCTEMBI, YTO IIPUBOIHT K CTOMKOMY ITOBBIIICHUIO apTEPHUATLHOTO JABJICHUS M PAa3BUTHIO apTepHATLHON THTIEp-
TEH3UH.

[Tpu omHOBpeMeHHOM OOHapyxeHnn HeOmaronpusaTHoi amiend T C521T rera AGT (rs4762) B coueTaHun
¢ HeOnaronpusatHoi amensio G H63D rena HFE (1s1799945) nporao3upyroT BEICOKHH PHCK Pa3BUTHS apTepH-
JIBHOM T'MITEPTEH3MH NTPY BO3JCHCTBUU CBUHIIA M €T0 COCANHEHUI.

Takum 00pazoMm, IpeaIokeHa COBOKYITHOCTD IMPHEMOB, TI03BOJISFOLINX MOBBICHTE JJOCTOBEPHOCThH MPOTHO-
3MPOBaHUS PHCKA Pa3BUTHUS apTEpUabHOW TUIIEPTEH3UH TIPH BO3JCHCTBHM CBHHIIA M €T0 COSANHEHUI; 3a CUET
KOMIUIEKCHOM OLICHKH pa3JIMYHBIX 3BEHHEB ITaTOT€HE3a apTepHaIbHOW T'HIIEPTEH3MH y OOJBIIOTO KOJIMYECTBA
paboTaronyx B YCJIOBHSX BO3JACHCTBHS CBHHIIA M €TO COCIMHEHHH 32 KOPOTKHE (C)KaTble) CPOKH NPH MPOBELC-
HUH TIPEIBAPUTEIBHBIX U TIEPUOIMYECKIX MEIUIITHCKUX OCMOTPOB.

[IpoBeneHHBIE UCCTIETOBAHNSA TT0 MTATEHTHBIM M HAYYHO-TEXHUYECKIM HH(OPMAIIMOHHBIM HCTOYHHKAM I10-
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Ka3aJin, 4TO TpeylaraeMblii Cloco0 HEU3BECTEH U HE CIIEyeT SBHBIM 00pa3oM M3 M3YUYEHHOTO YPOBHS TEXHHUKH,
T.€. COOTBETCTBYET KPUTEPHSIM HOBH3HA M U300pETATEIHCKUI YPOBEHb.

[Ipenmaraemerii croco® MokeT OBITH NMPUMEHEH B KIMHUYECKHX, OMOXMMHUYECKHX, MOJEKYISIPHO-
TEeHETUYECKUX JTa00paTOPHIX, YKOMIUICKTOBAaHHBIX 000PYZOBaHHEM, BHIITYCKAEMBIM OTCUECTBCHHOW WIIH 3apy-
OEXKHOH MPOMBITIIEHHOCTHIO.

CrnenoBatenbHO, 3aABICHHBIA CIIOCOO SBISIETCS TOCTYITHBIM U MIPAKTHYECKH TPUMEHUMBIM.

[IpennaraeMsblit croco0 OCYIIECTBISIOT CICIYIOIIHM 00pa3oM.

V narpenTa oCcyIecTBISIOT 3a00p BEHO3HOU KPOBH.

Hanee u3 100 mxn nensHo# kpoBu BeiaenstoT JJHK ¢ nucnons3oBanuem, HarmpuMep, KOMIUIEKTa PEareHTOB
qutst akerpakuuu JJHK CUHTOJT "S-Cop6" U3 KIMHUYEeCKOro MaTepHala B COOTBETCTBUH C MHCTPYKIUEH K HC-
MOJb3yEMOMY KOMIUIEKTY.

U3 monyuyennoro npemnapara JJHK (00bemMoM 50 MKIT) TOTOBSIT CEpHH Pa3BEICHUH B STIOUPYIOMIEM PAaCTBO-
pe 1o koHewHoH KoHmeHTpanuu (1+3) ar/mMki. Hanaeii pactBop JJHK ucmonp3yroT miis MOCTAHOBKH TTOJTMME-
pa3Hoii enHOH peakuny co crenuduIecKUMH paiMepamy.

Brisisnenue momumopdusma C521T rena AGT (rs4762) n nonmumopdusma H63D rena HFE (1s1799945)
MPOBOIAT C TOMOIIBIO TECT-CUCTEMBI ISl OTIPENIEICHUS MOTUMOPPHU3MOB reHoB, MeTonoM I[P "B pexxnme pe-
aJbHOTO BpeMeHH" ¢ (hIIyopecleHTHON NETEeKITMe HAKOIICHHUS MPOAYKTOB aMIUTH(HUKAIMK ¢ MTOMOIIBI0 HA00-
poB, Hanpumep, mpousBoacTBa "Cunron", Poccus -"SNP-Ckpun". O6beM aMIUIN(DUKAITMOHHOW CMECH - 25 MKIL.
[omumepa3Hyro HEMHY0 PEeakIfio IPOBOIT 10 CIEAYIOMIEH MporpaMMe: IPH HCIIONB30BaHUN aMILTH(UKATOpa
"CFX 96" (BioRad, CIIIA) BeimepxuBatoT mpobupku npu +95°C - 3 muH, 3arem 40 mukios mpu 95°C - 15 c,
mipu 63°C - 40 c. IIpu sTom ucnons3ytor kaHainsl FAM u HEX. JleTeknuio mpoayKToB aMILTU(GUKAIIUN OCYIIIe-
CTBIISIFOT Ha KaXXJIOM LUKJIe amiuindukanuy. Ha ocHOBaHMM 3THX JaHHBIX YIPaBISIOMAs IpOrpaMMa CTPOUT
KpHBBIE HAKOIICHUS (DIyopecleHTHOro curHaia no xkanary FAM u HEX.

[Tpn onHOBpemMeHHOM 0OHapyxeHun HeOnaronpusTHoi ayutenu T C521T rena AGT (rs4762) B coueTaHun
¢ HeOnaronpusaTHoi amensio G H63D rena HFE (1s1799945) nporao3upyroT BEICOKHH PHCK Pa3BUTHS apTepH-
aNbHOW TMIEPTEH3UH NP BO3JEUCTBUH CBUHIIA U €70 COCIUHEHUI.

Ipumep 1.

[Mamment A., 47 ner. [Ipodeccus - TUIABIIIBIIMK Ha 3aBOJIE TTO TIPOU3BOACTBY BTOPUIHOTO cBHHIA. CTax -
6 ner. PaboTa 3aximodaeTcss B BEJCHUHU TIPOLIECCA IUIABICHUS M BOCCTAHOBJICHUS CBHHIIOBBIX CIIABOB M3 CBHH-
IIOBBIX OTXOJIOB B IUIaBHJIHPHO-BOCCTAHOBHTEIBHOW mMeun. EKeroqHo MpOBOAMINCH MEPHOAWUCCKIE MEIUIIH-
CKHE OCMOTpBI, TUriepToHudeckas 6one3ns II cr., 2 cT., puck 3 ¢ noBeimenneM AJ] mo 150/100 MM pT.cT. muar-
HOCTHPOBAHA TIOCIIE 5 JIeT paOOTHl B YCIOBHUSIX BO3IEHCTBHS CBUHIIA.

KpoBs 6onpHOTO HcclienoBanach npepraraeMsiM crrocodom: u3 100 Mk nienbHO#M kpoBu Beiensiu JTHK ¢
UCIIOJIb30BaHUEM KOMIUTeKTa peareHToB mis dkcTpakimu JJHK CUHTOJI "S-Cop6" (Poccus) B COOTBETCTBHU C
UHCTPYKLKEH K HCIOIb3yEMOMY KOMILIEKTY.

U3 nmonyuennoro npenapara JJTHK (o6beMom 50 MKIT) TOTOBHJIM CEPUU Pa3BEACHUI B DIIIOMPYIOIIEM pac-
TBOpe 10 KOHeuHOU koHmeHtparwu (1+3) ur/mkin. Janusni pactBop JIHK ucnonbs3oBamu I TOCTaHOBKHU ITO-
JMMepa3HOl HEMHON peakIuy co CenupuIecKUMH npaiiMepamu.

Brisienenue nomumopusma C521T rera AGT (rs4762) npoBOAMIM ¢ TOMOIIBIO TECT CUCTEMBI IS OTIpe-
JenieHns moimMop($u3MoB reHoB, MetogoM I[P "B pexxume peanbsHOro BpeMeHH" ¢ (UIyopeceHTHON AETEeKIH-
ell HaKOIUICHHUS MPOAYKTOB aMIUTM(HUKAIMK ¢ TOMOIIbI0 HabopoB mpousBoacTBa "Cunron", Poccus - "SNP-
Ckpur". O6beM aMIUTHDHUKAITMOHHON cMecH - 25 MKiI. [lonuMepasHyro HEmHYI0 pPeakIuio MPOBOIWIH TI0 Clie-
JyIOTIIEeH TporpamMMe: TIpH ucroiib3oBannu amrmmugukaropa "CFX 96" (BioRad, CIIIA) Beimep:xuBamu mpooup-
ku ipu +95°C - 3 muH, 3atem 40 mukioB: nipu 95°C - 15 ¢, mpu 63°C - 40 c. [Ipu 3TOM UCTIONH30BAIH KaHAIBI
FAM u HEX. Jletekuus npoayKTOB aMIUTH(HUKAIIMN OCYIIECTBISIACh HA KOKIOM IHMKIEe amIutnpukamuu. Ha
OCHOBAHMH 3THX JIaHHBIX YNPAaBJSIONIas NporpaMMa CTpOMJIa KpHBbIE HAKOIUICHUS (DIyOpEeCHEeHTHOTO CHrHaja
no kanany FAM nns amenu C C521T rena AGT u no kanany HEX ans annenu T.

Brisienenue nomumopgusma H63D rena HFE (rs1799945) npoBoauim ¢ OMOIIBIO TECT-CHCTEMBI IS OTI-
penenenns noauMopu3MoB reHoB, merogoMm I11[P "B pexxnme peanapHOro BpeMeHH" ¢ (IIyOpecleHTHOH feTek-
el HaKOIUICHHS TMPOAYKTOB aMIUTM(HKAIMK C TIOMOIIBI0 HabopoB nponsBoacTea "Cunron", Poccus - "SNP-
Ckpun". O0beM aMIUTUPHUKAMOHHON cMecH - 25 MK [lommMepasHyIo HEeNnHy0 peakiHio IPOBOIWIH IO Clie-
JyIOTIIEeH TporpamMe: TIpH ucroiib3oBannu amrmmugukaropa "CFX 96" (BioRad, CIIIA) Beimep:xuBamu mpooup-
ku ipu +95°C - 3 muH, 3ateM 40 muxiioB npu 95°C - 15 ¢, mpu 63°C - 40 c. [Ipu 3TOM HCIONTB30BATIA KaHAIBI
FAM u HEX. Jlereknuo MpOXyKTOB aMILTH(PHUKAIAH OCYIIESCTBISAIOT HAa KKIOM IUKJE aMInudukanuyd. Ha
OCHOBAHMH 3TUX JAHHBIX YIPABILIIOMIAs MPOTpaMMa CTPOWIIa KPHBBIE HAKOIUICHUS (PIIyOpECIeHTHOTO CHrHaJia
o kanairy FAM st amtenun C u o xanany HEX s annenu G.

[Ipu ananmuze pe3ynpraToB ObUTH BEIsSBICHBI ToduMopdHEI BapuanT C521T rena AGT (rs4762) - C/T u
nommmopdusiit Bapuant H63D rena HFE (151799945) - G/G, 4T0 CBHIETENBCTBYET O HAPYIICHUH KCIIPECCHH
COOTBETCTBYIOLIUX T€HOB, CJIEJCTBUEM UETO SIBUJIOCH PA3BUTUE apTepUAIbHOI TUIEPTOHHH.

BriBoa: y marnuenTa A. BbIsiBIIEHB! HeOnaronpusitHas amwiens T rena AGT u HeOmaronpustHas ayuiens G
rena HFE, cnencTBueM dero SIBMJIOCH pa3BUTHE apTepHaIbHOW TMIIEPTOHHMH 4epe3 5 JeT padoThl B YCIOBHAX
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BO3ACUCTBHS CBUHIA U €70 COETUHEHUI.

Ipumep 2.

[Mamment C, 49 ner. [Ipodeccus - TUIaBHIBIMK HA 3aBOJIE TI0 TIPOU3BOACTBY BTOPUYHOTO CBUHIIA. CTax -
11 ner. PaboTa 3akmouaeTcsi B BEICHHH MPOLECCa IIABICHUS M1 BOCCTAHOBIICHUS CBUHIIOBBIX CIUIABOB M3 CBUH-
IIOBBIX OTXOJIOB B IUIaBHJIHPHO-BOCCTAHOBHTEIBHON mMedun. EKeroHo MpOBOAMINCH MEPHOANYCCKIE MEIUIIH-
CKHE OCMOTPBI, THIIEpTOHWYECKast 00JIE3Hb HEe TUArHOCTHpoBaHa mociie 11 jgetT paGoThl B YCIOBHIX BO3JEHCTBUS
CBHHLA U €r0 COSANHEHHU.

KpoBs 6onpHOTO HccnenoBanachk npepraraeMsiM crrocodom: u3 100 M niensHO# kpoBu Beiensiu JTHK ¢
UCIIOJIb30BaHUEM KOMIUTeKTa peareHToB mis dkcTpakimun JJHK CUHTOJI "S-Cop6" (Poccus) B COOTBETCTBHU C
MHCTPYKIUEH K UCIIOIb3YeMOMY KOMILICKTY.

U3 nmonyuennoro npenapata JJTHK (o6beMom 50 MKIT) TOTOBHIIM CEpUHU Pa3BEACHUI B DIIIOUPYIOIIEM pac-
TBOpe 10 KOHeuHOU koHmeHTtparwu (1+3) ur/miin. Janusni pactBop JIHK ucnons3oBamy 1 TOCTaHOBKHU ITO-
JMMepa3HOl LEMHON peakIuy co cenupuIecKUMH npaiiMepamu.

Brusisnenue nomimopousma C521T rena AGT (rs4762) nmpoBoanIN ¢ IOMOIIBIO TECT-CUCTEMBI JJIs OTpe-
JesieHus1 moauMophu3MoB reHoB MetooM I11[P "B pexxume peasbHOTO BpeMeHH" ¢ (IIyopecleHTHOH AeTeKiuei
HAKOIUICHUS TIPOAYKTOB aMIUTU(PUKAIMH C TIOMOIIbI0 HabopoB mpomsBoactBa "Cunton", Poccus - "SNP-
Ckpun". O6beM aMIUTMDHUKAITMOHHON cMecH - 25 MiiI. [lonuMepasHyro TEMHYI0 PEeakIuio MPOBOIWIH TI0 Clie-
JIyIOTIIEeH TporpamMe: TIpH ucroiib3oBannu amrmmugukaropa "CFX 96" (BioRad, CIIIA) Beimep:xuBamu mpooup-
ku ipu +95°C - 3 muH, 3ateM 40 muxinoB npu 95°C - 15 ¢, mpu 63°C - 40 c. [Ipu 3TOM HCIONTB30BATNA KaHAIBI
FAM u HEX. Jlerekuus npoayKTOB aMIUIH(HUKAIIMN OCYIIECTBISIACh HA KAKIOM IHMKIEe amIutnpukamud. Ha
OCHOBAHMH 3THX JAHHBIX YIPABIAIOMIAs MPOTrpaMMa CTPOWIIAa KPHBBIE HAKOIUIEHUS (PIIyOpECIeHTHOTO CHrHaJia
no kanany FAM s aymuenu C C521T rena AGT u no kanany HEX ans annenu T.

Brisienenue nomumopgusma H63D rena HFE (rs1799945) npoBoauinu ¢ OMOIIBIO TECT-CHCTEMBI IS OTI-
penenenns noauMopdu3MoB renos meronoMm [P "B pexxume peanpHOro BpeMeHH" ¢ (IyopecleHTHOH aeTek-
el HaKOIUICHHS TMPOAYKTOB aMIUTM(HKAIMK ¢ TIOMOIIBI0 HabopoB npon3BoacTea "Cunron", Poccus - "SNP-
Ckpun". O0beM aMIUTMPHUKAMOHHON cMecH - 25 MK [lommMepasHyIo HENnHy0 peakiHio IPOBOIWIH IO Clie-
Jylomeil mporpaMMe: IpH ucrosiap3oBanny amuingukaropa "CFX 96" (BioRad, CILIA) BeiaepxuBanu nmpoOup-
ku ipu +95°C - 3 muH, 3ateM 40 muxinoB npu 95°C - 15 ¢, mpu 63°C - 40 c. [Ipu 3TOM HCIIONTB30BATN KaHAIBI
FAM u HEX. Jlereknuio MpOXYyKTOB aMITTU(PHUKAIMN OCYIIESCTBISIOT HAa KKIOM IUKJIE aMInudukanud. Ha
OCHOBAHMH 3TUX JAHHBIX YIPABIAIOMIAs MPOTpaMMa CTPOWIIa KPHBBIE HAKOIUICHUS (PIIyOpECIEHTHOTO CHrHaJia
mo karairy FAM st amrenmu C C521T rena AGT u o kanamy HEX st anmmrenmn G H63D rena HFE.

[Tpu aHanmm3e pe3yIbTaToOB OBUTH BBIABIEHBI ouMopdHBIA BapuanT H63D rena HFE (rs1799945) - C/C u
nommumopdubrit Bapuant C521T rera AGT (rs4762) - C/C, cOOTBETCTBYIOIIHE HOPME, UTO CBUACTEILCTBYET O
HOPMAaJIbHOM YPOBHE 3KCIIPECCUU COOTBETCTBYIOLIUX I'€HOB, CIEICTBHEM UETO SIBUIOCH OTCYTCTBUE apTepUallb-
HOU TUNIEPTOHUMU.

BriBoa: y nanenta C. BoisiBnensl ayviens C rena AGT u aimens C rena HFE, cootBeTcTBYIOLINE HOpME,
CJIC/ICTBHEM YEro SIBUJIOCH OTCYTCTBHE apTepHalbHON THHepToHnH dyepe3 11 jet paboThl B yCIOBHUSX BO3/EHCT-
BUS CBUHIIA U €70 COSAUHEHUH.

Takum oOpa3oM, mpemraraeéMblif Crioco0 MO3BOJISIET MOBBICUTH JOCTOBEPHOCTH NPOTHOZWPOBAHUS PHCKA
Pa3BUTHA apTepHAIbHONW THIEPTCH3UH TIPH BO3ACHCTBHM CBHHIA M €TO COSAWHEHHH B IPOIEcCce IPOBEIACHHUS
MPEIBAPUTEIHHBIX W MEPUOTUICCKAX MEIUIMHCKAX OCMOTPOB OOJIBIIOTO KOJMYECTBA pabOTAIONINX 332 KOPOT-
Kre (CKaThle) CPOKH, IS MPEXyNPEeKACHNS Pa3BUTHS apTepHUATbHON THIEPTCH3NH Y pabOTAIONINX ¢ TeHETHYC-
CKOM IpeapacoIoKeHHOCTIO K €€ pa3BUTHIO M, CIIEIOBATEIHHO, HMEIOIINX MOBBIMIEHHBIN PHCK Pa3BUTHA ap-
TepUaIbHOM TUIEPTEH3UH.

[Mpennaraemsblii croco® MOXET OBITH HCIONB30BAaH B KIMHUYECKHX, OMOXMMHUYECKHX, MOJICKYJSIPHO-
TEHETHYECKUX J1abopaTopHsX, YKOMIUIEKTOBAHHBIX IIMPOKO HCIOJB3YEMBIM 00OpYIOBaHHEM, BBIITYCKaEMBIM
OTEUECTBEHHOH WIN 3apy0eKHOW IPOMBIIIIEHHOCTHIO.

OOPMVIIA U30BPETEHUA

Crioco6 MpOTrHO3UPOBAHMS PHCKA Pa3sBUTHS apTEPHATBHON THUIEPTEH3WU IPU BO3ACHCTBHM CBUHIIA U €TO
COEIMHEHUH, BKITIOYAIOMNN 3a00p BEHO3HOI KPOBH, BEIICIIEHHE TEHETHYECKOT'O MaTepraa, IpoBeIeHUE TOIH-
MEpa3HOU IEMHON PEeaKIMK CO CIEIUPUISCKUMH MpaiMepaMu, OTIIMIAIOIINICS TEM, YTO JOMOJHUTEIHLHO MPO-
BOAIT omnpenenenue noaumopguoro Bapuanta C521T rena AGT u H63D rena HFE meTonom ¢uryopectieHTHOH
JETEKIMH B PEKUME PEaTbHOTO BPEMEHM U NMPU OJHOBPEMEHHOM OOHapy)KeHMH HeOnaronpustHoi amrenn T
C521T rena AGT B coueranuu ¢ HebnaronpusitHor amwtensio G H63D rena HFE nporHo3upyroT BEICOKHIT pHCK
pa3BUTHS apTepUaTbLHOM THIIEPTEH3UH IPU BO3AEHCTBUYU CBUHIA U €TO COSTUHEHHH.

@ EBpa3suiickasi naTeHTHas opraHusauus, EAMB
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