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(57) MU3obperenre OTHOCHTCS K MEIMIMHE M MOXET ObITh HMCIIONB30BAHO U NPOTHO3UPOBAHHS PUCKA

Ppa3BUTHS apTepHATFHON THITIEPTEH3UH IIPU BO3/ICHCTBAN CBUHIIA U €T0 COSAMHEHMNA. 3a1aueii HaCTOSsIIETO
M300peTeHHs SIBIISICTCS TOBBIIICHHE JOCTOBEPHOCTH NPOTHO3MPOBAHUS PHCKA Pa3BUTHUS apTepUAIbHOM
THIIEPTCH3UH Yy I, MOABEPTAIONIMXCS BO3ICHCTBHIO CBHMHIIA M €r0 COCAWHEHU, MPU MPOBEICHUH
MPEABAPUTEIBHBIX U MEPUOAUYCCKAX MEIUIIMHCKHX OCMOTPOB OOJIBIIOr0 KOJIMYECTBA, PabOTAIOLIMX
3a KOpOTKME (CKarble) CpPOKM BpEMEHH. YKa3aHHas 3ajada JOCTHraeTcsi TEeM, YTO B HM3BECTHOM
croco0e MPOrHO3MPOBAHUS PHUCKA PA3BUTHS apTEPUANBLHON THIEPTEH3WH NPU BO3JICHCTBHM CBHHIIA
U ero COEIUHEHHIA, BKJIIOYAIOIIEM 3a00p BEHO3HON KpPOBH, BBIIEIICHHE T€HETHYECKOTO MaTepHaa,
NPOBEICHNE ITOJMMEPa3HOW LENHOW peaklUy cO CHeUUPHYSCKUMH NpaiiMepamu, IOMOJIHUTEIBHO
npoBomAT ompeneneHue momumopdroro Bapuanta C521T rema AGT m H63D rena HFE meromom
(IIyopecleHTHON [EeTEeKIMH B PEXKUME PEabHOTO BPEMEHH, M IPU OJHOBPEMEHHOM OOHAPYKCHUH
HeOnmaronpusitHod amrenmn T C521T rema AGT B coueraHuM ¢ HeONaronpHsTHOH aJlIelbio
G H63D rema HFE mnporHo3WpylOT BBICOKHHA PHCK Ppa3BUTHS apTEpUANTbHON THIEPTEH3UH MpU
BO3/JICHCTBUHU CBUHIIA U €r0 COSMUHEHHMA. TEXHUUECKUM Pe3yJIbTaTOM N300PETEHUSI SIBIISICTCS [TOBBIIICHUE
JIOCTOBEPHOCTH MPOTHO3UPOBAHMS PHCKA PA3BUTHS apTEPHATBbHON THIIEPTEH3HMH Y JIHII, TTO/IBEPTalOIINXCSI
BO3JCHCTBHIO CBUHIIA M €r0 COEAMHEHHH, C Y4YeTOM HX HHIMBUAYaJbHOW YYBCTBUTEIHHOCTH K
BO3/JCHCTBHIO CBUHIIA M €r0 COCIUHEHHU, /IS CBOCBPEMEHHOTO TPEIYIPEKICHUS €€ PA3BUTHS MyTEM
palMoHAIBHOTO TPY/IOYCTPOWCTBA BHE BO3/ICHCTBUS CBUHIIA U €T0 COEIMHEHUH U (POPMUPOBAHHS I'PYIIIT
MOBBILIEHHOTO PHCKA C LIENbI0 MPOBEACHHSI CBOCBPEMEHHOM KOPPEKIIMH JIJIsI TOBBILICHHUS a/Ial TAIIMOHHBIX
CIOCOOHOCTEH OpraHn3Ma pa3invHbIME HecnenupruueckuMu crnocodamu. [IpeaaraeMsplii Criocoo MOXxeT
OBITH WCIIOJB30BAaH B KIMHUYECKHX, OMOXMMHYECKHX, MOJEKYJSPHO-TCHETHYECKUX Ja0O0paTopHsix,
YKOMIUIEKTOBAHHBIX HIMPOKO HCIOIb3yeMbIM 00OpPYIOBaHHEM, BBIITYCKAEMbIM OTCUECTBEHHON HIIH
3apy0eIKHOM MPOMBIIIIIEHHOCTHIO.
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Cnoco0 nporno3upoBanus pHCKa Pa3BHTHS aPTEPHAILHOM MHIIEPTEH3UH NPH BO3ACHCTBHH
CBHHIA H €r'0 COoeANHEHMit

HM306perenre 0THOCHTCS K ME/IMIMHE M MOXET OBITh HCTIONB30BAHO VIS IPOrHO3UPOBAHMS PHCKA
PasBHTHS apTEPHANIGHON TMIIEPTEH3UU IIPY BO3ICUCTBIH CBHHITA M €10 COEIUHEHHIA.

MsBecren cnoco6 IIPOrHOSMpPOBAHMSA pHCKA pasBUTHSA apTEPHATBHOM [WIEPTEH3MM IIpH
BO3/JICHCTBMM CBHHILA M €r0 COCIMHCHHH, BKIOYAIONM 3a00p BeHO3HOM KpoeH, Beugenenwe JIHK,
NIPOBEJICHUE MMOJIMMEPA3HOM LIEMHOM peaKiMH CO CrelpHIecKUMI IpaiiMepaMy, i Ha OCHOBAHHH 3TOTO
BBIAB/ICHHE MOMMOPGHBIX BapHaHTOB reHoB aHrnorensuHoreHa (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 Angiotensin Aldosterone Syst. 2015 Dec;16(4):712-9. doi:
10.1177/1470320313516174).

Omnaxo, naHHBI CIOCOO OCYILECTBIACT HPOTHO3UPOBAHHME PHCKA PaAsBHTHS apTEPHATHHOM
ﬁmepremml IpY BO3JCHCTBMH CBHHIIA H €r0 COCIAMHEHMH TOJBKO HAa BBIIBJICHHH MOMMMOP(HBIX
BAPHAHTOB TI'cHOB aHrvoTeH3MHoreHa (AGT), He yuWThIBad HMHIMBHIYATHHOM YYBCTBUTEIBHOCTH K
BO3JEHCTBHIO CBHHIA H €10 COEIMHEHMH, KOTOPBIH OKa3hIBACT MHIIEPTEH3UBHBIM S(PQEKT IIyTeM aKTUBAIMH
IIPOLIECCOB HOBBIIICHHS COCYIMCTOTO TOHYCA, SHAOTEMATBHOM JUCHYHKIMH W BOCTIAIEHUS. DTO CHIDKAET
CTCIICHb JOCTOBEPHOCTH ITPOTHO3HPOBAHMS PUCKA Pa3BUTHS apTEPHAIBHOM TMIIEPTEH3UH MIPH BO3AEHCTBHH
CBUHLIA M €ro COCIMHCHHH, HalpHMep, IPH IPOBCJCHUH MMCIAHCEPU3AIMA I IEPHOIMUSCKUX
MEIUIMHCKHMX OCMOTPOB OOJIBIIION0 KOIMYECTBA PabOTAIOIIMX B OTPaHIYEHHBIH IIEPHUO] BPEMEHH.

3anageli HACTOAIIETO M300PETEHKS ABIETCS NOBBIIIEHHE JOCTOBEPHOCTH IIPOrHO3MPOBAHKS PHCKA
Pa3BUTHA apTEPHAILHOM IMIIEPTEH3MH Y JIULI, OJBEPralOIXCs BO3IECHCTBHIO CBHHIIA M €10 COC/MHEHHI,
IIpY TIPOBEACHHH TIPEABAPHTENEHBIX U NIEPHOIUYECKIX MEAMIMHCKUX OCMOTPOB OOJBIIONO KOJHYECTBA,
paboTaroNHX 32 KOPOTKHE (CKATHIE) CPOKH BPEMEHH.

TexuuyeckuM pesynbTaToM H300peTEHNS SBISETCS IOBBILIEHHE JOCTOBEPHOCTH IPOrHO3MPOBAHKS
pUCKa pa3BUTHS apTCpHANBHON TIHMIIEPTEH3WH Y JIMIL, IIOIBEPralONIMXCS BO3ACHCTBHIO CBHHIIA U €r0
COE/IMHCHUH, C yIETOM HX MH/MBUIYATbHOH UyBCTBHTE/IFHOCTH K BO3ACHCTBIIO CBUHIIA M €10 COCIMHEHMIA,
JUI1 CBOEBPEMCHHOTO NPEIYNPEXICHHS €€ PasBHTHSA ITyTeM PpalOHATLHOIO TPYHOYCTPOMCTBA BHE

BO3JICHCTBHSL CBHHIA M €T0 COCAMHEHWI M (OPMHMPOBAHMSA TPyl IOBBILEHHOIO DHCKA C IENBIO



TIPOBCTICHHS.  CBOCBPEMEHHOH  KOPPEKIWH [yisl TIOBBITICHAS  aIAIITALFIOHHbBIX CIOCOGHOCTE OpraHu3Ma
PA3TUYHBIME HECTIEMPUIESCKIMHU CTIOCOOAMH.

YKazanHas 3a/1a9a JOCTUIaeTCs TEM, 9TO B M3BECTHOM CIIOCO0E TIPOTHO3HMPOBAHKS PHCKA Pa3BUTHAL
apTEpHATbHOM IMIIEPTEH3MM IPH  BO3CHCTBIM CBUHIIA M €10 COSIUHEHMUI, BKITFOYAIOMIEM 3a00p BEHO3HOI
KpOBH, BBIICJICHHC TICHETMHYCCKOIO Malephana, MpOBEJCHHME IONMMEPasHOM LENHOM peakiud co
CHICLW(QHUICCKIMY TpaiiMepaMH, JONOJHUTENEHO POBOJIAT ONPEENICHHE noymMopgHoro Bapuanta C521T
resa AGT u H63D rena HFE Meronom ¢iyopecrieRTHOI feTeKimy B PESXHMME PEaTbHOIO BPEMEHH, U ITPH
OZTHOBPEMEHHOM OOHapyxeHHH HeOnaronpustHoit amtemi T CS521T rema AGT B coueranm ¢
HeOnaronpustHo#t amtensio G H63D rena HFE MporHO3MpyrOT BEICOKHI PHCK Pa3sBUTHA apTepHATHHOM
TUIICPTEH3UH P BO3ACHCTBUM CBUHIIA H €10 COSIMHEHMIA.

lpemaraemptii coco6 OCHOBAH Ha HCCIIEOBAHMI KOMILIEKCA JAATHOCTHYECKHX TECTOB, IIPH 3TOM
Hamre HeOnaronpustroit awiemt T C521T rema AGT (154762) B coderaHuu ¢ HeOnaronpusTHOM
amtensio G H63D rewa HFE (rs1799945) wrpaer BaXHYIO pob IPH BBIBICHHM HACTIEICTBEHHOMN
IPEAPACIIONIOKCHHOCTH K PAasBUTHIO aApTEPHATBHOM THIICPTEH3MM IPA BO3ACHCIBMM CBHHIIA H €TI0
COC/IMHEHMI.

I'en AGT xomupyer GeNOK aHIHOTCH3MHOTeH, CHIBOPOTOYHEIH MIOGYIHH, BbIpabaTbIBaeMbIH
KICTKaMH NIEYCHH, U3 KOTOPOTO MO/ JCHCTBHEM peHMHa obpasyercs aHruoTeHsuH 1. OHOHYKIIeOTH/HEA
nomavopdusm C521T rena AGT (rs4762) OpuBOIMT X 3aMEHe LATO3MHA Ha TUMHH B 521 [IOJIOXKEHUH, B
uTore B Gelike MPOMCXOHT 3aMeHa aMHHOKHCIIOTHI TPEOHHH HA METHOHHH, B Pe3y/ILTATE Yero B IUIa3Me
TIOBBINIACTCS  YPOBCHb ~ AHTMOTCH3MHOTEHA. YPOBEHb aHTHOTEH3MHOICHA MOXKET KOHTPOJHMPOBATH
AKTUBHOCTD PCHUH-AHIMOTCH3UH-AIBIOCTEPOHOBOH CHCTEMBI U €€ Upe3MEpHAs aKTMBALMs IPHBOIMT K
TIOBBIIICHIIO YPOBHS aHTHOTEH3MHA, YTO B CBOKO OYEPETh NPHUBOMUT K IOBBIIECHHIO apTEPHATLHOTO
JIABIICHYISL.

I'en HFE pacnionoxen Ha xpomocome 6p21.3, ero momamopdnsii Bapuant H63D rema HFE
(rs1799945) npuBomuT X 06pa3oBaHIIO GENKa C M3MEHEHHOM CTPYKTYPOH, YTO BIUSIET HA METa0OJM3M
XKejie3a B OpraHU3ME, NPOMCXOJMT IOBbIIIEHHAS abCOpOLMA JKele3a M APYIMX METAIOB, B TOM HHCIIE
CBHHLA. [IOBBILIEHHE CONEPXKAHHUS CBUHIA B KPOBH HPHBOMHT K M3MEHEHHIO OOMEHHON CIIOCOGHOCTH
KaIBL, yBEIMYCHUIO IEHTPATIBHOM CHMIIATHIECKOH aKTMBHOCTH, TIOBBIIIEHHIO YPOBHS KATEXOIAMIHOB B
miasme, Gnoxuposannto Na+/K+-AT®asbl, aKT¥BaIyy NPOTEHHKAHA3A [VANKIX MBI ¥ MOBBIILICHHIO
AKTABHOCTH PCHHH-aHIMOTCH3MH-AIBI0CTEPOHOBOM CHCTEMEI, 9TO NPHBOIMT K CTOHKOMY HOBBILICHHIO

apTEPHATEHOTO NaBJICHHAS M Pa3BUTHIO apTEPHAILHOM IMIIEPTEH3HH.



Ilpu omHOBpeMeHHOM OOHapy:xeHMH HeOnaronprstHoit awier T CS521T rena AGT (1s4762) B
cogerTanu ¢ HeOnaronprstHOR aiensio G H63D rena HFE (1s1799945) IporHo3upyroT BBICOKHIA PHCK
Pa3BUTHS apTEPUATLHOM THIIEPTEH3HH IIPH BO3/ICHCTBHM CBHHIIA M €10 COEIUHEHMIA,

Taxum o6pazoM, IpeIoxKeHa COBOKYIHOCTh IIPHEMOB, TIO3BOJIIOIIMX TIOBBICHTS JOCTOBEPHOCTH
IIPOTHO3UPOBAHHMSA DPHUCKA DPa3BHUTHA apTCpHANbHOM TWIIEPTEH3WM IIpH BO3NCHCTBMM CBHMHIA M €I0
COC/IMHCHHI; 32 CYET KOMIUIEKCHOM OLIEHKH PasiIMIHBIX 3BCHBEB NATOTeHE3a apTepHANIbHOM THIIEPTEH3HH Y
OOMBIIOro KOJMYecTBA PabOTAFONMX B YCNIOBHAX BO3JCHCTBHA CBUHLA M €T0 COSAMHEHMH 33 KOPOTKHE
(cxarbIe) CPOKH NPH MPOBEICHUH TIPE/IBAPUTENBHBIX H IIEPHO/ITYECKIX METUUMHCKAX OCMOTPOB.

[IpoBeieHHblE WCCTEAOBAHUA IO TNATEHTHBIM M HAYYHO-TEXHMYECKMM HH(OPMAIMOHHEIM
VICTOYHHKaM IOKa3&M, YT0 MNpEUIaraeMblii Crocod HEM3BECTCH M HE CJEAYeT SBHBIM 00pasoM M3
M3y4EHHOTO YPOBHS TEXHHKH, T.€. COOTBETCTBYET KPUTEPHSIM HOBH3HA H H300PETATEIICKII YPOBEHE.

IIpennaraembrii crioco6 MoeT GBITh IIPUMEHEH B KIMHUYECKHX, OHOXHMUYECKHX, MOJIEKYJISPHO-
TCHETHYECKUX JIabOpaTOpHAX, YKOMIUIEKTOBAHHBIX OOOpYHIOBAHHEM, BBITYCKAEMBIM OTCYECTBEHHOM HIIM
3apyOEeXHOH TPOMBIIUIEHHOCTEIO.

CrienoBaTeNbHO, 3asBIICHHBI CIIOCO0 SBISCTCS JOCTYIIHBIM M IPAKTHYECKH IIPUMEHHMEIM.

[Ipemnaraemelit coco6 OCYIIECTBIAIOT CIEAYIONMM 00pa3oM.

V namueHTa OCYMIECTBIAIOT 3a00p BEHO3HOM KPOBH.

Hanee u3 100 mxn nensHo#f kpoBu Bhimensior JJHK ¢ ucnons3oBanveM, HampHMep,
KoMIutekra peareHToB g akcTpaknuy JJHK CHMHTOJI "S-Cop6" u3 KIMHHYeCKOro Marepuana B
COOTBETCTBHH C MHCTPYKIHEH K HCIIOIb3YeMOMY KOMILIEKTY.

W3 nonyyennoro mpenapata JIHK (06bemom 50 MKJI) FOTOBST CEpHH pa3BEICHHH B
IIIOUPYIOIIEM DPACTBOpe O KOHEeYHOM KomueHtpauuu (1+3) Hr/mxi. Jlammeni pactsop JHK
UCHONB3YIOT JUI [OCTAHOBKM IOJIMMEPa3sHOH INEMHOH peakuuud co  Crenu(UIecKUMH
ITpaliMepaMu.

Boissnenne nomumopdusma C521T rena AGT (rs4762) u nomumopdusma H63D rena HFE
(rs1799945) mpoBOAAT C MOMOIIBIO TECT CHCTEMBI AN ONPEAENEHHS HOTHMOPMU3MOB T'E€HOB,
Mmetogom [ILP «B pexxuMe peaqbHOro BpeMeHH» C (PIyOpECIEHTHOH AeTeKIHell HaKOIUICHHS
IPOMYKTOB aMIIM(pHKaUK C IOMOIIBIO HAGOPOB, HanpuMep, pou3BoacTBa «CHHTONY», Poccus —
«SNP-Cxpun». O6beM aMIUTHGUKAIHOHHON cMecH — 25 MKIL. TloMMepasHyIo HENHYIO PeaKIuio
IIPOBOJAT IO CIEAYIONIEH IporpamMme: IIpH Hcmonb3oBaHuM amiutidukaropa «CFX 96» (BioRad,
CHIA) BbinepxuBaioT npo6upku mpu +95°C — 3 MuH, 3atem 40 nukios: npu 95°C — 15 ¢, mpu
63°C — 40 c. Ilpu 3TOoM HcToNk3ytoT kanansl FAM u HEX. Jletexums mpoayKToB aMIUTHpHKaiA
OCYHIECTBIIIOT HA K&XKIOM IHKIe aMIupukanuy. Ha ocHOBaHHM 3THX JaHHBIX YIIPaBISIOIas

IIpOrpamMMa CTPOHT KPHBBIC HAKOILIEHHs (iryopecieHTHOro cHrHaia: no kasany FAM u HEX.



Ilpu onmoBpeMenHOM OGHapyxeHun HeGnaronpusaraod awtenn T C521T rema AGT
(rs4762) B coueranum c HeGuarompusTHOH amwtensio G H63D rema HFE (rs1799945)
IPOTHO3UPYIOT BEICOKUH PUCK Pa3sBUTHS apTepHAIbHON THIIEPTEH3UH IIPH BO3JCHCTBHM CBHHIA H

€ro CoeqUHEHHIA.

ITpumep 1.

HManuent A., 47 ner. Ilpodeccrs — MIABMIBIUK Ha 3aBOJE TI0 IPOU3BOACTBY BTOPHIHOTO
cBuHIa. Crax — 6 ser. PaboTa 3aKiroyaercs B BEJICHHH IIpOIlecca IUTABICHHUS U BOCCTAHOBJICHHS
CBHHIIOBBIX CIIJIABOB U3 CBHHI[OBLIX OTXOJOB B IUIaBMJIbHO-BOCCTAHOBHTEIILHOHN Ieud. ExeromHo
IPOBOJTUIIACH NMEPHOAMYIECKHE METULHMHCKME OCMOTPHI, TUNepToHuYeckas Gonesss Il cr., 2 cr.,
puck 3 ¢ moseiuenneM AJ[ mo 150/100 MM pT.CT. JMarHOCTHpOBaHA IOCNE 5 JiET paboTsl B
YCJIOBHAX BO3JIEHCTBUS CBHHIIA.

Kposp GonpHOro MccIeRoBanach IpeiiaraeMbM cioco6oM: u3 100 MK UepHOM KpOBH
Beiiesi JIHK ¢ uenone3oBaHneM KOMIUIEKTa peareHToB s skcrpakiun JJHK CUHTOJL "S-
Cop6" (Poccus) B COOTBETCTBHY € MHCTPYKIHEH K HCIIONB3yeMOMY KOMILIEKTY.

W3 monygennoro mpemapara JJHK (06beMoM 50 MKI) TOTOBHIIH CEpHM pasBeNEHHH B
SIIOUPYIOUIEM PacTBOpe N0 KOHEYHOH KoHUeHTpanuu (1+3) Hr/mxn. Janueii pactsop JIHK
HCIOJIb30BANIM JUIA IIOCTAaHOBKH MOJIMAMEPa3HOM LIEMHON peakuuu Co CrnequpHIECKIMU
npaiiMepamu.

Beuisnenue nomimoppusma C521T rena AGT (1s4762) MpOBOAMIM ¢ MOMOIIBIO TECT
CHCTCMBI [UI1 ONpENeIeHHs MOIMMOpGu3MOB reHoB, MerofoM IILIP «B pexume peanbHOTO
BPEMEHH» C (IIyOPECIEHTHON NeTeKuHell HaKOIUIEHHS MPOIYKTOB aMIUTH(HKALMK C IIOMOIIBIO
Habopos npoussozicTBa «CHHTONY, Poccus — «SNP-Cxpuay. OGneM aMIUTUHKAUOHHON cMecH
— 25 Mk TlomuMepasHyio NEMHYIO peakuyio HPOBOAWIM IO CIEAYIOmeH IIporpamme: Ipu
uCTonb30BanuK ammidukaropa «CFX 96» (BioRad, CIIIA) BbiiepxuBamu NpoGHPKE IpH
+95°C — 3 mun, 3atem 40 muxios: npu 95°C — 15 ¢, npu 63°C — 40 c. ITpu 3TOM MCHONBE30BAIH
kaHanet FAM u HEX. Jletexkuus MpoAyKTOB aMILTE(HUKAIME OCYILECTBIUIACh HA KAXIOM IHKIE
ammngukaiui. Ha OCHOBAaHMM 5THX JaHHBIX YIpaBISIOMAs IPOrpaMMa CTpOHJIa KpHBBIE
HaKOIIEHHsl (IIyOPECIIEHTHOTO CUTHaIA: 1o Kanary FAM g amtenmu C C521T rena AGT u o
kanaiy HEX nns annemu T.

Bruienenne nomumopdusma H63D rena HFE (rs1799945) OpoBOAMIK ¢ IIOMOMIBIO TECT
CHCTEMBI JUId ONpPEACTCHHS NOMUMOpGU3MOB reHoB, MeTogoM IILIP «B pexuMe pealbHOro

BPEMEHH)» ¢ IIyOPECUEHTHOMH JeTeKIMeH HAKOILIEHAs MPOIYKTOB aMIUTAMUKALMA C TIOMOIIBIO



Habopos mpousBozcTBa «CuHTON», Poccust — «SNP-Ckpun». O6beM aMITH(HKAMHOHHON CMECH
— 25 mxi.  IlomuMepasHyIo HENHYIO PeaKUHIO MPOBOAWIM IO CIEAYIONIEH IIporpamme: HpH
ucnons3oBanny amiudukaropa «CFX 96» (BioRad, CIIA) BoiaepxuBanu IpoOHpPKH IIpH
+95°C — 3 mun, 3atem 40 nukioB: npu 95°C — 15 ¢, npu 63°C — 40 c. IIpu 3TOM HCIONBE30BATH
kaHansl FAM u HEX. Jlereknus mpoayKTOB aMIUTAQUKAIMKM OCYIIECTBIISIOT Ha KAKAOM IIHKIIE
amiipukannu. Ha OCHOBaHMM 3THX MaHHBIX YIpPaBJONIAd IIPOrPaMMa CTPOMIIA KPHUBHIC
HaKOIUICHUS (hIIyOpeCHEHTHOTO CHTHana: no kanany FAM mis awenn C u no kanary HEX s
amnenu G.

IIpu aHanu3e pe3ymbTaToB OBUIM BBIABIEHH! IoauMop¢Heii Bapuant C521T rema AGT
(rs4762) — C/T um mnomumopdusii Bapmant H63D rema HFE (rs1799945) — G/G, uro
CBHJICTETIbCTBYET O HAPYIICHHH 3KCIIPECCHH COOTBETCTBYIOIUX I'EHOB, CIIEACTBHEM YETO SBHIIOCH
pa3sBUTHE apTEPHATHHOM IHIIEPTOHUH.

BrBox: y manmenta A. BbIBIeHBl HeGmaronpustHas amiens 1T reHa AGT u
HeOnaronpusaraas amiens G rema HFE, cneactBueM 4ero sSBWIIOCH pa3sBHTHE apTepHATBHOM

THIEPTOHMH 9epe3 5 jieT paboThl B YCIOBUAX BO3JCHCTBHS CBUHIA U €TI0 COEAMHEHHIA.

ITpumep 2.

[auuent C., 49 ner. IIpodeccus — MIaBAIBIMK Ha 3aBOJE [0 MPOU3BOICTBY BTOPHUHOTO
ceuHIa. Crax — 11 net. Pabora 3aximovaercs B BeieHUH IIPOLECCa IJIaBJICHHS ¥ BOCCTaHOBIEHHUS
CBHHI[OBBIX CIUIABOB M3 CBMHI[OBBIX OTXOJIOB B IUIAaBHJILHO-BOCCTAHOBHTENBHOM neun. Exeromuo
IPOBOAMIIACH IEPUOAMYECKHE MEAMLIMHCKHE OCMOTpBI, THIEPTOHHYECKas OOJIE3Hb He
JMarHoCTHpoBaHa nocie 11 ner paboThl B yCIIOBHSX BO3JEHCTBHS CBUHIIA M €T0 COCIMHEHHIA.

KpoBb GospHOro HCCenoBatach pemiaraeMeM cnocobom: u3 100 MK HENbHOM KpoBH
Beiiersid JIHK ¢ ucmonp3oBaHueM KOMIUIEKTa peareHToB s skctpakuuu JJHK CUHTOJ "S-
Cop6" (Poccust) B COOTBETCTBHH ¢ HHCTPYKIIHEH K HCIIOJIB3YEMOMY KOMILIEKTY.

U3 nomyuennoro mpenapara JIHK (o6bemoM 50 MKII) TOTOBHJIM CEpHH pa3BEICHHH B
SIIOUPYIOIEM DACTBOpE N0 KOHEYHOM KoHueHTpauuu (1+3) Hr/mxi. Jlamueni pactsop JJHK
HCIIONb30BAJIA  JUIA IIOCTAHOBKM IOJIMMEPAa3sHOM IENHOH peakuuu cO CHenu(pHUIECKUMHU
npaiiMepamu.

Brissnenue nmonmumopdmsma C521T rena AGT (rs4762) mpoBOAMIM C IIOMOINBIO TECT
CHCTEMBI JUIA ONpEIEeNICHUS MOIMMOPQH3MOB IeHOB, MerofoM IIL[P «B pexuMe pearbHOro
BPEMEHH» C (IIyOpECICHTHOMH JeTeKuHell HaKOIUICHUsS NPOLYKTOB aMILIM(HKAIMH C MIOMOIIBIO

Habopos mpou3BoacTBa «CHHTONIY, Poccus — «SNP-Ckpun». O6beM aMILTH(HKAIMOHHON CMECH



— 25 wmxn. IlonmuMepasHyl0 LeNHYIO pEaknuio IPOBOAWIH IO CIERyIOmEed mporpaMMe: Npu
MCronb3oBaHuH amiumkdukaropa «CFX 96» (BioRad, CIIA) Bbinepx uBamd NpoGHPKH IpH
+95°C — 3 mun, 3atem 40 muxios: npu 95°C — 15 ¢, npu 63°C — 40 c. ITpu 3TOM HCnonb30BaIU
kaHansl FAM u HEX. JleTeknus nMpoayKToB aMILTM(UKANNH OCYIECTBIUIACh HA KAXKIOM ITHKIIE
ammupukanuy. Ha OCHOBaHMM 5THX NAHHBIX YIpaBISIOWAs NPOTPaMMa CTPOHMIA KPHBHIE
HaKOIUICHHA ()IyOpeCIIEHTHOTO CHrHaja: o kaHany FAM mig amwrenun C C521T rena AGT u 1o
kaHany HEX nna anmnenu T.

Brrasnenne momamopduzma H63D rena HFE (rs1799945) npoBOAHMIHN C IIOMOIIBIO TECT
CHCTEMBI Il ONpPEJENCHUS MONMMOPQHU3MOB reHoB, MerofoM III[P «B pexuMe peanbHOTO
BPEMCHH» C (IyopecleHTHON AeTeKnMeil HAaKOIUIEHUS MPOAYKTOB aMINTH(HUKALUH ¢ OMOLIBIO
HabopoB nmpousBozcTBa «CuHTONN, Poccust — «SNP-Ckpun». O6beM aMIUTHPHKAHOHHON cMecH
— 25 mxi.  TlonuMepasHyio UEMHYIO peaKiyio IPOBOAWIM IO CieAyIOmel IporpamMMme: IpH
ucnonb3oanun aMmmmpukaropa «CFX 96» (BioRad, CIIA) BbigepxuBamm NpoOGUpKH IIpH
+95°C — 3 mun, 3atem 40 muxitos: mpu 95°C — 15 ¢, npu 63°C — 40 c. IIpy 3TOM HCHONB30BATH
kaHaimel FAM u HEX. Jletexuus npoAyKkToB aMIUIMGUKAMA OCYIIECTBIIOT Ha KAXIOM LAKIIE
amiungukanud. Ha OCHOBaHMM 5THX JaHHBIX YNPAaBILOMAs NPOTPAMMa CTPOMJIA KpHBHIE
HaKOIUIeHUs (IIyOpECHeHTHOTO CHrHaia: 1o Kanary FAM g amnema C C521T rena AGT u mo
kaHary HEX nna anmnenu G H63D rena HFE.

Ilpy ananmmse pesynbTaToB GBUIM BBIABJIEHB moOMMMOpGHLIA BapmanT H63D rewa HFE
(1s1799945) — C/C u nommmopdHeii Bapuantr C521T rema AGT (1s4762) — C/C,
COOTBETCTBYIOIIME HOPME, 4YTO CBHJAETENLCTBYET O HOPMAIBHOM YPOBHE 3KCIPECCHH
COOTBETCTBYIOIIUX I'CHOB, CIICACTBHEM Y€T0 SBHIOCH OTCYTCTBHE apTEPHAIBHON IMIIEPTOHNH.

BeBox: y marmenta C. BousiBnenst amwtens C rema AGT uw amrenms C rema HFE,
COOTBETCTBYIOIIME HOPME, CIIEACTBHEM YEro SBHJIOCh OTCYTCTBHE apTepHalbHOH THIEPTOHHH
depes 11 et paboThl B yclOBUSX BO3AEHCTBHS CBUHIA U €r0 COEJHHEHHIA.

Taxmm  oGpasom, mpemnaraemblif cmoco6 NO3BOJNSET TOBBICHTh  JIOCTOBEPHOCTD
IIPOTHO3HPOBAHKs PHUCKA Pa3sBHTHUSA apTCPHAIEHOM IWIIEPTEH3WM NMPH BO3JNCHCTBMH CBHHIA H €r0
COCIMHEHHH B MpPOLECCE INPOBEACHHS IPEABAPUTENBHEIX M IIEPHOMMUECKHX MEIULIHUHCKHX
OCMOTPOB  GONBLIOTO KOJNMYECTBA pAabOTAIOMMX 332 KOPOTKME (CXKAThlE) CPOKH, JUIs
OPEOYNPEXACHAS Pa3sBHTHA apTEPUANBHOM THIEPTEH3WH Yy paboTalomMX € TIEeHeTHYECKO
NPeNpPaclIoNIOKECHHOCTEIO K €€ Pa3sBHUTHIO, M, CIIE[OBATENbHO, MMEIONIMX NOBBHIIEHHBIH DPHCK

pPa3BUTHA apTCpKaJIBHOﬁ THIICPTCH3NUH.



IIpennaraemsenit cmoco6 MoxeT OBITH HMCHOJIB30BAH B KIIMHUYECKUX, OHOXUMHYECKHX,
MOJICKYJIADHO-TCHETHYECKUX  J1abOpaToOpHsX, YKOMIIIEKTOBAHHBIX LOIMPOKO  MCIIOJIB3YEMBIM

000pyNOBaHHEM, BBITYCKACMBIM OTEYECTBEHHOMH MM 3apyGexHOMN IPOMBIIUICHHOCTBIO.



®opmyrna u300peTeHus

Cnoco6 nporHO3HpOBAHKSA PHCKA PasBHTHS apTEPHATHHON MMIIEPTEH3UH TPH BO3JCHCTBAM CBUHIIA H
Cr0 COSIMHEHMH, BKIIOYAIOIIEM 3a00p BEHO3HOM KPOBW, BBIIETCHME TEHETHUECKOTO MaTepHala,
IIPOBEAICHIE IOJIMMEPA3HOH LETHOH PEakIMK CO CTelM(AIECKIMI MpaiMepaMH, OTIIYAIOIEECs TEM, 910
JOTIOTTHUTENEHO MPOBOIAT ONpeeNicHue nommMopgHoro Bapuanta C521T rera AGT u H63D rena HFE
METOZIOM  (IIYOPCCLICHTHOH [JETeKIH B POKHME DealbHOTO BpEMEHH, H IIpH OJHOBPEMEHHOM
obHapyxeHnn HeOmaronpustHol awiem T C521T rena AGT B coueTanmy ¢ HEOIaroNpUATHOM aJUIEIBIO
G H63D rena HFE nporso3upyroT BEICOKHI PUCK PasBUTHS apTepHATBHOM THIIEPTEH3HMH IIPY BO3/IeHCTBHH

CBHHIIA M €70 COCIMHCHHMIA.
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