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while simultaneously meeting the following conditions:
presence of variant homozygous or heterozygous
genotypes of the gene MTHFR C677T (rs1801133) and
gene SULTIAI G2663A (rs9282861), and if the
concentration of phenol in the blood exceeds the
background level by more than 1.5 times, the child is
diagnosed with early physiological cardiac malfunction
in the form of functional cardiopathy associated with
contamination with phenol.

EFFECT: method is proposed for detecting early
physiological cardiac malfunction in children.
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N3006peTenre OTHOCUTCS K 001aCTH MEAUIMHBI M OMOJIOTHH, B YACTHOCTH, K UCCIIEIOBAHUSIM
KCEHOOMOTHUKOB, & UMEHHO, (heHOJIa, BBI3BIBAIOIIETO HAPYIIIEHUE COCTOSTHUS CEPACUHO-
COCYJMCTOM CUCTEMBI Y ICTEM, TPOKUBAIOIIUX B palfOHAX 9KOJIOTUUECKOT O HEOIAr oMoy uus,
U MOJET OBITh MCIIOJIB30BAHO JIJISI PAHHEN TUaTHOCTUKYU U TPOTHO3UPOBAHUS TOKCUYECKOTO
JercTBUs (heHoJIa Ha HapyllleHUe (PU3MOIOrHYecKoi (PyHKIUM cep/ia y maueHTa.

N3006peTeHre MOXKeT ObITh UCITOIB30BAHO JJISI TOCTAHOBKH MPEIBAPUTEIILHOTO JUATrHO3a
KaK B CICIUAIU3UPOBAHHBIX KJIMHUKAX ITPU 00CIIEJOBAHUM TTAIMEHTOB, TAK U B OOBIUHBIX
YUPEKACHUSIX 3[paBOOXpaHeHus1. Pe3yIbTaThl yKa3aHHBIX 0OCIe0BaHUS HEOOXOAUMBI JJIs1
pa3pabOTKH MHIUBUIYATbHBIX IIPOTpaMM HAOJTIOICHUS U JICUCHUS B 3aBUCUMOCTH OT TSKECTU
HapyueHus: GpU3noI0ruuecKon GyHKIUUM cepua pedeHka, a, KpoMe TOro, MOTryT ObITh
UCTIOJTb30BaHbI MPU (POPMUPOBAHUU CAHUTAPHO-TUTUEHUIECKUX MEPOTIPUITHI TIO
MIPEAYTIPEIKACHUIO U YCTPAHEHUIO BO3ICHCTBUS BPEAHBIX XUMUUYECKUX BEIIIECTB,
oOycnaBmuBaromx GopMupoBaHue GyHKIMOHATBLHOM KapAUOTIATHH Y ICTCH.

B Hacrosimee BpeMsi B aTMOC(hEepHOM BO3/IyXe MTPOMBIIIJICHHBIX IIEGHTPOB MTPUCYTCTBYET
CMECh XUMUYECKUX 3arpsi3HUTENIeH OT MPEeANPUSITUI U aBTOTPAHCIIOPTA, BKIIIOYAOIIAS
B3BEIIIEHHBIE BEIIECTBA, OKCUJI YIJIEpO/1a, TMOKCU a30Ta, OeH30J1, PeHoI1, (hopMaTbaeTUI 1
npyrue. HecMoTps Ha To, 4TO B nocieanue roasl B [lepMckoM kpae oTMeuaeTcs: CHUXKEHUE
YPOBHS 3arpsi3HEHUsT aTMOC(EepHOTO BO3ayXa, B 2014-2015 rogy peructpupoBaics
MTOBBIIICHHBIN YPOBEHB B3BellleHHbIX yactul 1,2-2,8 [TJIKM.p., penomna 1,4-2,5 TTAKm.p.,
dbopmanbaeruna 1,5-2,5 IMJAKM.p. B atmocdepHom Bozayxe BoIsBiieHO, YTO MOBBIIIIEHHAS
KOHIIEHTPAIMs B CpeJie OOUTAHHS TEXHOTCHHBIXXUMHUECKUX (PAKTOPOB, TPOMHBIX K CEPJICUHO-
COCYIMCTOM CUCTEME, CO3/IA€T PUCK PA3BUTHSI (PYHKIMOHAIBHBIX HAPYIIEHUI B COCy1aX U
cepaLe y aeTeu.

JIi1st 3a1ay paHHed TMarHOCTUKY HapYIIEHUM 3I0POBbs AETEH, a TAKXKe IS OLICHKU
3¢ pexkTUBHOCTH TPOPUITAKTUKY U JICUEHHSI, AKTyaTbHBIM SIBJISIETCS BBIJIEIICHUE MAPKEPHBIX
roKasaresiell TeHeTUIECKOT 0 cTaTyca, o0ecreunBaronmx (yHKIMOHUPOBAHKUE CEPICIHO-
COCYJUCTOM CUCTEMBI, KOTOPbIE MOKHO UCIOJIL30BATh B KAUECTBE IOTMOJITHUTETbHBIX
JIMATHOCTUYECKUX KPUTEPUEB, XapAKTEPU3YIOIIMX OTBET OpraHU3Ma Ha Crenupuieckoe
CpEeIOBOE OKPYKEHUE.

[Tox pusmonornyeckon GpyHKIpen cep/ia MTOHUMAETCSl HAarHETAaHUE KPOBU U3 BEHBI B
apTEPUIO B PUTMUYHOM TEMIIE, IIPU KOTOPOM CO3/Ia€TCsl TPAJIMEHT JIaBJICHUS], UTO BJIEYET 32
coboii ee 6ecriepeboitHoe nBwkeHue. [loaToMy reMoMHAMUYECKY O (DYHKIMEO Cep/iia MOXKHO
OTHECTH K OJTHOM M3 €T0 TJIaBHBIX (pu3roiorndeckux GpyHkimit. K apyrum ¢pyHKImsam cepana
MO>KHO OTHECTH BO30YJIUMOCTb, CHOCOOHOCTH MTPOBOIUTH BO30YKIEHUE, COKPATUMOCTD,
ABTOMAaTU3M U JAP.

Hab6monaemble y pedeHKa OTKJIIOHEHHUS B (PYHKIMOHUPOBAHUM Cep/ila XapaKTEPU3YIOTCS
PAIOM KIIMHUYECKUX COCTOSTHUM, K KOTOPBIM OTHOCSTCSI MaJIble aHOMAJIMM PA3BUTHUS Cepila
(MAPC), no KOTOpHIM MTOHUMAIOT AHATOMUYECKOE U3MEHEHHE CEPAlA U MATUCTPATbHBIX
COCYIOB, HE MPUBOISIIIME K TPyOBIM HApYIIEHUSIM (DYHKIMHI CepIeYHO-COCYTUCTON CUCTEMBI.
MAPC - mHOTOUMCIIEHHAS TpyIITa 3a00JIeBaHUi CEp/Illa, BO3HUKAIOIIUX B Pe3yJIbTaTe
HEIPaBUIILHOT'O Pa3BUTHS COCIMHUTEILHOM TKaHU. TaK MPUUUHOMN JOTIOTHUTEIIbHON XOPIbI
B CEPJICYHOM KEIIyJ0UKE SIBISIETCS TEHETUUECKAS ITPEIPACIOI0KEHHOCTD.

ITpu 3TOM 3KOTOKCHKAHTBI, B YaCTHOCTH, (DEHOJI, CIIOCOOHBI BHI3BIBATH U3MEHEHUS CO
CTOPOHBI IIEHTPATbHON HEPBHOM CUCTEMBI, ITOYEK, MIEUEHH, OPTaHOB JIBIXaHUS U CEPACUHO-
COCYJIUCTOM CUCTEMBI, YTO MOXKET CITIOCOOCTBOBATH HAPYIIEHUIO HE TOJIBKO a1allTAMOHHBIX
BO3MOYHOCTEH OpraHu3Ma, HO U BOSHUKHOBEHUIO OTKJIOHEHUI CO CTOPOHBI OCHOBHBIX
GbyHKIMI cep/la - HapyIIeHue aBTOMaTh3Ma, BO30yIMMOCTH U MPOBOAUMOCTH, AU(dy3HbIE
nopaxeHust Muokapaa (Bpeansie xumuueckue BeriecTBa. ['agoreH- u KUCIOPOACOoAepKalie
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opranuyeckue coequHenus. B.A. @unoB u ap. CI16 - Xumust 1994 1.). DTuM 1 00yciioBiieHa
MOTPEOHOCTh B YCTAHOBJICHUM HAPYIIEHUST (PU3UOTOTHUECKOM (DYHKIUM Cepna,
Mo M(pUIMPOBaHHOM (heHOJIOM.

B Hacrosimee BpeMst XOpoI1o u3ydeHbI (PaKTOPBI PUCKA CEPICUHO-COCYTUCTHIX 3a00JIEBAHUIM,
K KOTOPBIM OTHOCSITCSI BHICOKMI YPOBEHb apTEPUAIBHOTO TABJICHUSI KPOBH, U30BITOK MACChI
Tesa, caxapHblil nuabdet u 1p. Pa3zpaboTaHbl KIMHUUECKHE U OUOXUMHUUECKUE MapPKEPhI
MOBBILIEHHOI'O PUCKA CEPAEYHO-COCYIUCThIX 3a001eBanuil (CC3): BBICOKUI yPOBEHb OOIIETO
XOJIECTEPUHA U XOJIECTepUHA JIUTIONIPOTEU0B HU3KOMW TUIOTHOCTH, HU3KUH YPOBEHb
X0JIECTEPUHA JIUTTOMTPOTEUIOB BEICOKOM IIIOTHOCTH, BLICOKUI YPOBEHB ITIOKO3bI CLIBOPOTKHU
KpOBH U JIP.

B Hacrosiiee Bpems puck CC3 oligHMBaeTCs MO TaHHBIM KIIMHUKO-UHCTPYMEHTAJIbHBIX
METO/IOB (M3MEPEHHE YPOBHS apTepUaIbHOTO IaBJICHUS KPOBH, 9XO- U AJIEKTPOKapIuorpadus,
aHruorpadus u T.1.), OMOXUMHUECKUX TTOKa3aTeNel (JIMMUIHBIN CIIEKTP KPOBH, YPOBEHD
TJTIOKO3BI KPOBH), C YYETOM BO3CHCTBHS BPETHBIX BHEITHE-CPEIOBBIX (PAKTOPOB.

N3 ypoBHSI TEXHUKU U3BECTHO, YTO B HACTOsIIIEe BpeMsi OOJIBIIIMHCTBO CIIOCOO0OB
JIMaTHOCTUKU HAPYLIEHUH COCYUCTO-CEPICUHON CUCTEMbI OCHOBAHO HA UCIOJIb30BAHUH B
KauecTBE MapKepoB MoKa3aTesiel KpoBU U reHeThuueckue kpurepuu. [1puyem uzBectHo, 4To
IIpU 3TOM B KaueCTBE MapKEPHOT0 Moka3arens ucnoiab3ytotr reH MTHFR C677T.

N3 yposus Texuuku (ITateHt PD No2376372) uzBecTeH criocod reHeTUYECKON JUarHOCTUKU
MOJIBEP’KEHHOCTH K CEP/IEUHO-COCYAUCTHIM 3a00JeBaHusIM. Crioco® MOXKET OBbITh
UCIIOJIb30BAHO JJIS1 IMATHOCTUKYU HACIIEICTBEHHOM MPEIPACIOI0KEHHOCTH K CEPACUHO-
COCYIMCTBIM 3a00JIEBAHUSIM Y UEIOBEKA U OCHOBAH HA OIMPe/IeJIeHUH FEHOTUIIOB I10
nomumopdusiM Bapuantam A1166C rena AGTR1, A-240T u A2350G rena ACE, C677T rena
MTHFR, T174M rena AGT, C825T rena GNB3, VNTR4a/b u G894T rena NOS3, G1691A
reHa F5, PLA1/A2 rena ITGB3, G20210A rena F2 v oueHke pyucKa myTeM CyMMUPOBAHUS
KOJIMYECTBA 0AJIJIOB, MPUCBOEHHBIX KaXXIOMY reHoTUIty. [Tpu 3TOM reHoTUnaM «HU3KOTO»
pHCKa CepAeUHO-COCYIUCTOM MATOJIOTUM MpUcBanBaeTcs ) 6ajU10B, K HUM OTHOCSITCSI TEHOTHITBI
1166AA rena AGTR1, -240AA, 2350AA rena ACE, 677CC rena MTHFR, 174TT rena AGT,
825CC rena GNB3, VNTR4bb u 894GG rena NOS3, 1691GG rena F5, PLA1/A1 rena ITGB3,
20210GG rena F2. 'eHoTHIaM «CpeHero» pucka npucBanBaercs 0,5 6a1oB, K HUIM OTHOCSTCS
regotuiibl 1166AC rena AGTR1, -240AT u 2350AG rena ACE, 677CT rena MTHFR, 174TM
rena AGT, 825CT rena GNB3, VNTR4ab u 894GT rena NOS3. I'eHOTUIIAM «BBICOKOTO»
pucka npucBauBaetcs 1 6ami, kK HUM oTHocsTca reHoTunsl 1166CC rena AGTR1, -240TT u
2350GG rena ACE, 677TT reua MTHFR, 174MM rena AGT, 825TT reaa GNB3, VNTR4aa
1 894GT rena NOS3, 1691GA u 1691AA rena FS5, PLA1/A2 u PLA2/A2 rena ITGB3, 20210GA
1 20210AA rena F2. Puck cepieuyHo-coCyAUCTBIX 00JI€3HEN CUMTAETCA «HU3KUM» IPU CyMME
6amroB ot 0 10 3, cpeaHuM - OT 3,5 10 6, BBICOKUM - OT 6,5 10 11 6amios.

HenocratkoM ykazaHHOTO cioco0a sIBJISIETCSI TO, YTO OH HE MO3BOJISIET OTBETUTH HA
BOIIPOC O pean3aluu 3asiBJICHHOT'O pUCKa (YPOBHE IKCIIPECCUPYEMbBIX T€HOM OEJIKOB,
HaIpuMep, TOMOIMCTENHA) U HE OTBEYAET Ha BOMIPOC O (haKTOpe, KOTOPHIN MOT ObI BEI3BATH
CEPACYHO-COCYUCTYIO MATOJOTHIO (MHPEKIMOHHBIN, XMMUYECKHUN areHT).

N3BecTeH criocod pacumpeHHOT0 CKPUHUHTA TTPEAPACTIONI0KEHHOCTH K CepIAECUHO-
COCYJIUCTHIM 3200JIEBAHUSM U OUOYHII JIJIs1 OCyIIecTBIIeHUs 3Toro crnocoda (ITatent PO
Ne2453606). Crioco0 BkirodaeT ctaauio BeiaeneHus renomuoin JIHK u3 xnuHuyeckoro
obOpa3ina, ammmudukanyto yaactkoB reHoB ACE, APOA4, APOAS, APOB, EDN1, MEF2A,
FGA, ADRBI1, TNBS4, APOE, FBN1, AGXT, MTHFR, CCR2, F5, F2, F7, ABCAL, ITGB3,
AGTR?2, B2R, DES, TLR4, NOS3, KDR, MMP9, THBS2, LPL, MPO, conepxanmx
MOCTIeA0BATEIbHOCTH MOIMMOP(PHBIX JIOKYCOB, nepeunciienHbie B SEQ ID 1-672 u nmonyueHue
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OJTHOIIETIOUEYHOTO (PIIFOOPECUEHTHO MEYEHOTO MPOIYKTA METOJIOM HUK-TPAHCIISIUN U
pectpukiuu. [TpuroraBnyMBarOT OMOYUII A1l CKPUHUHTA MTPEIPACTIONIOKEHHOCTH K
3a00JI€BaHUSIM CEPJIEYHO-COCYIUCTON CUCTEMBI, COJEPKAIIMI HAOOP UMMOOUIIU30BAHHBIX
onmuronykiieotuoB SEQ ID 1-672. Ocy1uecTBIS0T TMOpUIN3ALMIO MEYEHOTO
aMIUTU(UIMPOBAHHOTO MPOAYKTA HA YKa3aHHOM OuouuIie. PerucTpupyior pe3yjbTaThl IpU
JUTMHE BOJIHBI 635 HM 1 532 uM 1151 kpacutenen CyS u Cy3 coorBerctBeHHO. MHTEpIipeTHpyoT
Pe3yIbTAaThl TMOPUIM3AIMU ITyTEM CPaBHEHUS MHTEHCUBHOCTH (DITFOOPECIEHTHBIX CUTHAJIOB,
MOJTyYEHHBIX MTPU COBEPIIIEHHON U HECOBEPILIEHHOM ruOpuan3anuu. Mi3BecTHoe n3o06peTeHue
MMO3BOJISIET MOJIYYUTh KOMIUIEKCHYIO OLICHKY TEHETUUECKUX ITPEAPACIIONIOKEHHOCTEHN MTALIMEHTA
K CepAEYHO-COCYTUCTHIM 3a00JIEBAHUSM U OLIEHUTh PUCKU PA3BUTUSI CEPACUHO-COCYIUCTHIX
3a00JI€BAHU.

OJ1HaKO ero HeJTOCTaTKOM SIBJISIETCS TO, YTO B OMOUMIT He BKJTIOUeH yyacTok reHa SULT1A1,
a 3HAYMT HE OLEHMBAJICS PUCK TOKCUYECKOI'0 BO3JAEUCTBHS HA CEPAECYHO-COCYAUCTYIO CUCTEMY
(dheHoIcoIepKAIUX COSAMHEHNM, B META00IM3Me KOTOPBIX IPUHUMAET Y4acTHE
cynbhoTpaHcdepasa.

Takxe U3BECTHO UCTIOJIL30BAHUE B CIIOCO0AX TMATHOCTUKM 3200JI€BAHMN B KAUECTBE
kputepust reHa SULTIAI Arg213His. B matente P® Ne2607031 onucaH crioco6 BbISIBIICHUS
KaHIMIATHBIX T€HOB ISl IPOBEACHHUS ITOMYJIIHUOHHBIX UCCIIEIOBAHNUNA TEHETUYECKOTO
noymMopgu3Ma y JIeTel, MPOKUBAIOIIHX B YCIIOBUSIX CTPOHIMEBOM I'€OXMMUIECKOM ITPOBHUHITUM.
ITpu ocyiiecTBIeHNH YKAa3aHHOTO CITOCO0A MPOU3BOISAT OTOOP MPOOBI KPOBU Y JIETEH,
MIPOKMBAIOIINX B CTPOHIMEBON TEOXUMUYECKOM IMTPOBUHIIMU. M3 3TOM 1poOsI BeIAEsoT JJHK
u co3niatoT 6ubnmoreky kopotkux otpe3koB JJHK. [TpoBoasaT ux rubpuauzanuio ¢ Habopom
3aJITAaHHBIX TpaiMepoOB, MPEACTABIISIONMX B COBOKYITHOCTH uakuil JIHK-06uouur. 3atem
TUOPUANM30BAHHBIC YUACTKHU MOABEPraloT CEKBEHUPOBAHUIO, YCTaHABIUBAS (PAKTUUECKYIO
IOCJIEA0BATEIILHOCTh HYKJIEOTUIOB, COCTABIISIOLIMX T€HbI, U CDABHUBAIOT ITY
MOCJIEIOBATEIIBHOCTE ¢ pe)epPEHTHOM MOCIIeIOBATETLHOCTHIO HYKJICOTH/IOB B TeHAX.
YcTraHaBIMBAIOT OTKIIOHEHUS B MOCIIEIOBATEIBHOCTH, IPUHAMAs TAKUE OTKIIOHEHHS, KaK
ACCOUMUPOBAHHbBIE C BO3MOXKHBIMU HAPYIICHUSIMU 3/I0POBbsI peOEHKa MO/ IENCTBUEM
crpoHuus. B kauecTBe ykazaHHbIX TeHOB Uciofib3yloT: CYP1A2, TLR4, TERT, FAS, FOXP3,
TP53, MTHFR, SULT1A1, VEGE ZMPSTE, SOD, SIRT3, NOS3, PPARD u CPOX. B
MTOCJIEIOBATEIBHOCTH HYKIIEOTHUIOB KaX0TO U3 YKa3aHHBIX T€HOB UACHTU(HUIUPYIOT
KOJIMYECTBO OJHOHYKJIEOTUIHBIX MOJIUMOP(HU3MOB, U B CITyuae HAIMUHUS TaKUX
MOJIUMOP(}U3MOB B IeHe B KOJIMYECTBE 6 ¥ O0Jiee MPOTHO3ZUPYIOT CBSI3h TAKOTO U3MEHEHHOT'O
reHa ¢ BO3JIEUCTBYIOIIEH Ha peOeHKA CTPOHLMEBOMN SKCIO3ULMEN B YCITIOBUSIX CTPOHIMEBOM
FEOXUMUYECKON MPOBUHIMUA. DTOT I'€H MPUHUMAIOT B KAYECTBE KAH/IUIATHOTO reHa J1JIsl
MPOBEAEHUS MOCIIEYIOIIUX MOMYJISIMOHHBIX UCCIIEIOBAHUM T€HETUUECKOT0 IMOJIUMOphu3Ma
y JIeTel, MPOKUBAIOIIMX B YCIIOBUSIX CTPOHIMEBOM reoXuMuueckom npoBuHiud. Hacrosiee
U300 peTeHrE TTO3BOJISIET 0OECTIEYUTh BO3MOKHOCTH BBISIBJIEHUS Y€pe3 F'€HETUUECKUI
MOJUMOP(}U3M KaHAUIATHBIX TEHOB y JETEH, aCCOLMUPOBAHHBIX C BO3/IEHCTBUEM CTPOHIIHUS,
Y UCTIOJIb30BAHUS B JAJbHEUIIIEM TTOTy4YeHHON MH(POPMALUH TS TTOTYJISIIUOHHBIX
WCCIIETOBAHUM C 1IeJIbI0 YCTAHOBJICHUU HA PAHHEM CTa UM ONpeesIeHHbIX 3a00IeBaHUA,
00YCJIOBJIEHHBIX HAPYIIIEHHBIM T€HOM.

O1HaKO 3TOT U3BECTHBIN CIIOCOO HE MPeTHA3ZHAYUCH JIJISI AMaTHOCTUKU PAHHUX HAPYIIICHUI
B CEPJIEYHO-COCYAUCTOMN CUCTEME ACCOIIMUPOBAHHBIX C (PEHOIOM.

ITpu 3TOM U3 YPOBHSI TEXHUKHU HE OBUIM BBISIBICHBI U3BECTHBIE CLIOCOOBI AUATHOCTUKU
PAHHUX HaPYIIEHUH PU3HOTIOTUYECKOM (DYHKIMHU CepALA B YCIIOBUSX KOHTAMUHALMU (DEHOJIOM,
MO3TOMY C/IeJIaTh BBIOOP OIMKalIIero aHajaora K 3asiBIisieMoMy OOBbEKTY He IMTPEICTABIISETCS
BO3MOKHBIM.
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TexHuueckuii pe3ybTaT, JOCTUTAEMBIi MpeyiaraeMbIM U300 PETEHUEM, 3aKITFOYAETCS B
o0ecTieueHUM TOYHOCTH OLICHKH BIIMSTHUS (DeHOJIa Ha HAJIMIUe HapyIIeHUs (PU3UOIIOTHIECKON
dbyHKUMM cepaua B BUIe GYHKIMOHATIBHONM KapAUOTIATUH, C 00ECTIEUEHUEM BO3MOXHOCTH B
MOCJIEAYIOLIEM CYJIUTh O PA3BUTUM TAKUX COCTOSIHUI Y JETEH YK€ HA PAHHUX CTAJIUSIX UX
dbopMUpOBaHUS.

VYka3aHHbBIN TEXHUUECKHI pe3yIbTaT OCTUTaeTCs mpeaaraeMbiM CriocoO0OM BBISIBIICHUS
y JeTel paHHUX HapYIICHHI (PU3NOIOTHUECKON (PYHKIMY CEPALA B YCIOBUSAX KOHTAMUHAIMN
(dheHoI0M, XapaKTEPU3YIOIIUMCS TEM, UTO MPOUZBOIAT OTOOP MpoObI KPOBU Y pebeHKa, U
OTIPE/ICTIIOT B IIpo0Oe coepkaHue heHoIa, TAKXKe Y YKa3aHHOTO peOeHKa OTOMpAIoT IMpoOy
OYKKaJIbHOTO 3IUTENMSI, OCYILIECTBIISIIOT BbIJIEJICHUE U3 YKa3aHHON MPOObI
ne3okcuprbonykiennoBoit kuciotsl (JIHK), 3aTeM Ha neTekTupyromeM aMIMpuKaTope ¢
WCIIOJIb30BAHUEM MOIMMepa3Hoi nenHou peakuuu [P B pexxrme peaibHOTO BpeMEHU
MIPOBOJIIT reHOTUIIMpoBaHue moauMopduszma renoB MTHFR u SULTIAL ucnionb3ys B KauecTBe
npaimepa yyactok JIHK nmyrem uccinenoBanust renotunos reHa MTHFR C677T (rs1801133)
v reHa SULTTAI G2663A (rs9282861), yctaHaBaMBasi IIpU 3TOM JIJIS1 KAXKI0TO U3 YKAa3aHHBIX
TE€HOB OJIHO U3 CIIEAYIOIIUX €TI0 COCTOSIHUN: T€TePO3UTOTHOE, UIIM HOPMAJIbHOE TOMO3UTOTHOE,
WJIM BAPMAHTHOE TOMO3UTOTHOE, U ITPY OJTHOBPEMEHHOM BBIMIOJTHEHUM CIIEAYIOIIMNX YCITOBUH:
HaJIMYUE BAPUAHTHOI'O TOMO3UIOTHOI'O UIIM T€TEPO3UTOTHOTO reHoTUuInoB resa MTHFR
C677T (rs1801133) u rena SULTTIAI G2663A (rs9282861), 1 1ipu IpeBbIIIEHUA KOHIIEHTPALUU
dbeHoa B KpoBH BhIIIe (POHOBOTO YPOBHS OoJjiee yeM B 1,5 pa3a, IMarHOCTUPYIOT y pebeHKa
HaJIMYUe paHHUX HAPYIIECHUI (DU3MOTOTHIECKON (PYHKIMKU cep/ia B BUae (PyHKIMOHAITBHON
KapJMONaThH, CBSI3aHHOM C KOHTAMUHALMEN (PeHOTOM.

[TocraBineHHBINA TEXHUYECKUN PE3YJIBTAT JOCTUTAETCS 34 CUET CIICIYIOLIETO.

B kauectBe kputepus HapyleHu GU3N0IOTUUEeCKON (DYHKIUK Cep/Ilia B YCTOBUSIX
KOHTaMHUHAIMU (PEHOJIOM PEKOMEH/IYETCS UCIIOJIb30BaTh I€TEPO3UTOTHBIE UIIM BApUAHTHbIE
(maTomorudeckue) romo3urotHeie reHotunsl rena MTHFR C677T (rs1801133),
(beHOTUTTMPYIOIETO TOMOLMCTENH, BBI3BIBAIOIIETO MTOBPEKACHUE IHAOTEIMATBHON TKAaHU U
HAPYLICHUS PA3BUTUS COEAUHUTEIILHON TKAHU, U TETEPO3UTOTHBIE UJIIM BAPUAHTHBIE
roMo3urotHblie reHoTun bl reHa SULTTIAI G2663A (1s9282861), 0TBETCTBEHHOTO 3a 3KCITPECCUIO
cynbhoTpaHchepasbl, METaA0OIU3UPYIONICH (MHAKTUBUPYIIEH) (heHOJIHI.

CoriacHo TJaHHBIM psijia UCCIIeA0BaHUM (DYHKIMOHAIEHOE COCTOSTHUE CEPACUHO-COCYIUCTOM
CUCTEMBI OOBEKTUBHO OTPAXKAET YPOBEHb aJJAIITUPOBAHHOCTH OpPraHU3Ma K (pakTopam cpeibl
obutanus. [IpucyTcTBHE TEXHOTEHHBIX XUMUUECKUX BEIIECTB B OPraHU3ME ITPUBOUT K
Pa3BUTUIO HAPYIIIEHUHN B COCyAaX U cep/ile, KOTOPbIe 00YCIaBIMBAIOT PA3BUTHE
MIPEMOPOUTHBIX COCTOSTHUI U CIIOCOOCTBYIOT ITPOTPECCUPOBAHUIO XPOHUYECKUX 3200 ICBAHUM.

Hapsny ¢ apixatenbHON CUCTEMOM B MATOJIOTMYECKUI MTPOLECC HEPEIKO BOBJIEKAETCS U
CEpPAEUYHO-COCYUCTASI CUCTEMA, YTO CBSI3aHO KAK C MPSIMbIM KapAMOTOKCUUHBIM AEHCTBUEM
APOMATUYECKUX U KUCIIOPOJICOICPKAIIMX YIJTIEBOJOPOIOB, TAK U C OITIOCPETOBAHHBIM,
00YCJIOBJIEHHBIM HapyIlIEeHUEM (DYHKIMM BHEITHETO IbIXaHUS U U3MEHEHUEM
(YHKIMOHUPOBAHUS BET€TATUBHOM HEPBHOM CUCTEMBI ITO]T ACHCTBUEM TEXHOTEHHBIX
XUMHUYECKHX (pakTopoB. [TokazaHo, uTo AMTeIbHOE BO3eicTBUE (DeHoa U hopMalibaeruaa
HapyIIAOT MPOIECChl TKAHEBOTO METAab0/IM3Ma, YTO B JaIbHEUIIIEM ITPUBOIUT K
TUCTpodruIeckrM U3MEHEHUSIM TKaHel u opranos-mutienel (Cenatoposa A.C., JlorBuHoBa
O.J1., bortuenko A.Jl., 'anauna .M. CocTosiHue TMacTOINYeCKO (PyHKIUU JIEBOTO
KeIly10uKa y AeTer ¢ OpOHXOJIEroOuHON AucIiasueit // MexxayHapoJHbIH )KypHAJI IEAUaTPUH,
aKyIIepcTBa U TMHEeKoJioruu. - 2013. - Tom 4. - Ne2. - C. 28-33).

YcTaHOBIIEHO, YTO XPOHUYECKOE UHTATISAIMOHHOE BO3/IeUCTBYE hopMaTbaeruaa u (heHosa
dhopMuUpyeT ONMACHOCTD PA3BUTHUS HAPYIICHUI CO CTOPOHBI OPTaHOB JAbIXaHUS (MHIEKC
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onacHocty HI - 1o 3,73), nenrpanbHoit HepBHOM cucteMbl (HI - 10 2,33) u cepaedno-
cocynucroii cucteMsl (CCC) (HI - no 2,31).

OnHoit u3 mpuuuH hopmupoBanus y pedenka matojorud CCC, B T.4. PYHKIIMOHATBHBIX
KapAMOIIaTHH, SIBJISIIOTCS 3aMEHBI B TeHe MeTHIIeHTeTparuapodonatrpenykrassl - MTHFR,
KaK B IPOMOTOPHOM, TaK U B 9K30HHBIX 00J1acTsAX reHa. @yHKIUS OEIIKOBOT0 MPOAYKTa reHa
MetuiieHTeTparuapodoaarpeaykraza (MTHFR C677T) sBaseTrcss OCHOBHBIM (pepMEHTOM
MeTabo0IM3Ma rOMOLUMCTEUHA.

I'omonucTenH - poayKT MeTaboM3Ma METUOHUHA - OHOM U3 8 HE3aMEHUMBIX
AMMHOKUCIIOT opranuszMa. B Hopme oH He HakaruBaeTcsa. O01aiaeT BbIpaKeHHbIM
TOKCHUYECKHUM JIEWCTBUEM Ha KJIETKY. L{lupKynnpys B KpOBHU, OBBIIIEHHBIA TOMOLUUCTEUH
MOBPEXKIAET COCYAbI, TEM CAMbIM IOBBIIIAS CBEPTHIBAEMOCTh KPOBU U 00pa30BaHUE
MUKPOTPOMOOB B cOCyaax.

CHWXeHHEe aKTUBHOCTH METUJICHTETPAruapodoIaTpeyKTasbl - OJIHA U3 BAXKHBIX TPUUKH
HAKOIUIEHUS TOMOLMCTENHA B KPOBH.

NuTtepnperauys aniener ¥ TeHOTUIIOB, TOMO3UTOTHBIX IO TaHHOW MyTalUK (T€HOTHIIL
TT), ormeuaet TepmonadbunbHocth MTHFR u cHUXeHME aKTUBHOCTH (DepMeHTa TPUMEPHO
110 35% ot cpenHero 3HaueHus. Hamyuuume 310l MyTanuu CONpOBOKIAETCS TOBBILIEHUEM
ypoBHs roMouucTenHa B KpoBU. ['enotun CC aBiseTcs HOPMOIA.

I'er metunenterparuapodonarpenykrazsl MTHFR C677T: @epMeHT SBISETCS KITIOUEBBIM
3BEHOM (DOJIATHOTO MKJIA U KATATIM3UPYET PEAKIMIO MPEBPAILIEHHUSI TOMOIMCTEMHA B METUOHUH.
I'omonucTenH - cepocoaeprkaiias aMMHOKHUCIIOTA, SIBJISIOIIAACS IPOAYKTOM IepepabOoTKHU B
OpraHu3Me TaK Ha3bIBAEMON HE3AMEHUMOMN AMUHOKUCIOTHI METUOHMHA. [ OMOIMCTENH 10
BO3/eiCTBUEM (DOJIMEBOI KUCTOTHI M BUTaMUHa B-12 Bo3Bpalaercs 00paTHO B METUOHUH,
WJIM IO/ BJIUSIHUEM BUTaMuHa B-6 mpeBpaiaercs B clieyIomuli MpoayKT oOMeHa -
UCTOTUOHHUH.

[ToBeIIEHHE YPOBHS TOMOLMCTEMHA KPOBU HA 5 MKMOJIB/JI IPUBOJUT K YBEJTUYEHHUIO PUCKA
ATEPOCKIIEPOTUUECKOT O MOopaxeHusi cocy10B Ha 80% y KeHIIMH U Ha 60% y My>X4uH. Y
JIFO]IeH C TOBBIIIICHHBIM YPOBHEM I'OMOIMCTENHA ITOBBIIIIAETCS PUCK BOZHUKHOBEHUSI OOJIE3HU
AunblreiMepa v CTapuecKoro ciadoymusl.

[Tpu coueTanuu MOBBIIIEHUS] TOMOLMCTENHA KPOBU U CaXapHOTo 1Mabera yaiie BO3HUKAIOT
COCYMCTBIE OCITOKHEHUS - 3a0051eBaHus IEpU(EPUIECKUX COCYI0B, HePpOTaTHsl, PETUHOTIATHSI
U IpyTue.

[TprurHOM MOBBIIEHHOTO YPOBHS TOMOLIMCTEMHA KPOBH SIBIISIETC clieayroniee. Bapuant
C/T B rene MTHFR sBisercs myTanueil. 3amMeHa [IMTO3MHA HA TUMUH B 677 MOJIOKEHUU
YKa3aHHOT'O T'€Ha MPUBOAMT K CHM)KEHHUIO (DYHKIMOHAIIbHOW aKTUBHOCTU epMeHTa 110 35%
oT cpeanero 3HaueHus. [TlommMopdusm 677C>T mMpoKo pacipocTpaHeH B Pa3TUIHbBIX
TIOMYJISIIMSX U CBSI3aH 110 KpaHel Mepe ¢ AByMs TpynIiaMu MHOTO(GAaKTOPHBIX 3a00JIeBAHMIA:
BACKYJISIPHBIMU 3200JICBAHUSIMH U Ie(PeKTaMU pa3BUTHSI HEPBHOM TPYyOKH Y TIIOAA.

JedeKThl B JaHHOM I'eHe YacTO MPUBOASAT K COBEPIIEHHO PA3IMYHBIM 3a00JIEBAaHUSM C
IIUPOKUM CIIEKTPOM KIIMHUYECKUX CUMIITOMOB: YMCTBEHHOE U (PU3UUECKOE OTCTABAHKE B
pa3BUTHH, IEPUHATATIbHASI CMEPTh, BACKYJISIPHBIE U HEMPOIeTeHepaTUBHBIE 3a00JIeBaAHNS,
nuaber, pak v IpyTrue.

Haznauenue ¢pomeBoit KUCIIOTHI MOXKET 3HAYUTEIIBHO CHU3UTD PUCK TIOCIIEACTBUM TAHHOTO
BapuaHTa nouMopdusma. Jlanusie o moimmMopdusMe: 4acToTa BCTPEYaeMOCTH TOMO3ZUTOThI
B nonyJisinyu - 10-12%; yactoTa BCTPEYaeMOCTH T€TEPO3UTOThI B MOMYJIsLuu - 40%.

®yHkims reHa cynbhoTrpanchepassl SULT1AL:

Herpanauust peHOIOB MPOUCXOIUT MPU yUaCcTUH (hepMeHTa IMTO30JIS -
cynbpoTpanchepassl. Peaknus cynbhaTHON KOHBIOTAIUHI TPOUCXOIUT C yUaCTUEM
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crienalibHOTO (pepmenTa cyibdoTpanchepassl, y-amuHoMacisiHas kucinora ('AMK)
obOpasyercs u3 rimyramata. Cyab(orpynibl BBOISITCS B MOJIEKYJIbI IPOTEOTITUKAHOB
cynsdoTrpanchepazamu. CynbhoTpaHchepasoit OCyIeCTBIAETCS CyIbPUPOBAHUE AHAPOTEHOB,
CTEPOMJIOB JIe HOBO- arOHUCTOB U aHTaroHucToB 'AMK, omHOBpeMEHHO OHU YYaCTBYIOT B
MOIYJISIUU HEUPOIHTOKPUHHOM peryisiiuy, raMmma-amuHomacisias kuciaora (TAMK)
UCTIOJNIb3YETCS JIJIsl JICYEHUSI COCYIUCTBIX 3a00JI€BaHMI TOJIOBHOT'O MO3Ta.

B xauectBe kputepust panaux HapyueHuid CCC B ycoBUSIX KOHTAMUHAIMN (EHOIIOM
PEKOMEHIYETCSI UCTIOJIb30BATh U3MEHEHHBIN T'€HOTHUIT FeHa (pepMeHTa
MetunenTerparuapodonarpenykrassl MTHFR C677T (rs1801133), oTBevaromero 3a
9KCIPECCUIO0 TOMOLUCTENHA U COCTOSIHUE COCYUCTOTO SHOTEIMS; U3MEHEHHbBIN T€HOTHIT
reHa cyiabdoTrpanchepaszsl SULTTAT G2663A (rs9282861), oTBeuaromero 3a MeTad0Iu3M 1
KOHBIOTAIMIO (DEHOJIOB, M YPOBEHB ()eHOJIa B KPOBU. Peam3yIonmm mporecc CoCyAUCThIX
HapyUIEHUI U PYHKIIMOHATBLHON KapIMOTIATUU (MAJIBIX AHOMAJIUI PA3BUTHS CEPALA) CITYKUT
9KCMO3UNMs (heHOIIa, MMPEeBhINIaromas (POHOBYIO KOHIEHTpauio ((POHOBBIN ypoBEeHB (heHOoIa
B kpoBH 0,01£0,01 mr/m). [ToarBepxkaaronum HakToOpoM IHAOTEIUATIBHBIX HAPYIIICHUI
CIIY>KUT HAPACTAHUE COCYAUCTHIX U3BMEHEHUHN IO KPUTEPUIO COJIEPIKAHUS TOMOLIMCTENHA
(TTOBBIIIEHME), UYTO XapaKTEPU3YeT BEPOSITHOCTh BOZHUKHOBEHHS (DYHKIIMOHATBLHOM
KapIUONaTHH.

Bnaronapst Tomy, 4TO B 3asBJIIEMOM CIOCOOE B KAUECTBE IMATHOCTUYECKUX KPUTEPUEB
MpearaeTcs UCIoIb30BaTh MMeHHO nonumopdusm rena MTHFR C677T (rs1801133) u rena
SULTIAI G2663A (rs9282861), obecrieunBaeTcsi TOUHOCTH UCCIIEIOBAHUS, T.K. Y peOeHKa
YUUTBIBAETCS IETEPMUHALMS BEPOSTHBIX HAPYIIEHUH (DYHKIUU CEPIEYHO-COCYTUCTON CUCTEMBbI
(3KCIpeccust TOMOIMCTENHA), 4 TAKXKE MPEIPACIIONIOKEHHOCTh K HAPYIIEHUIO (DYHKIUU
JETOKCUKAIMKA KapAUTPOITHOTO TOKCHKAHTA (PEHOJIa, CIIOCOOHOTO peaan30BaTh
(MHULIMUPOBATh) UK YCYTYOUTh UMEIOIIMiAcS JeeKT (moauMopdur3M) reHa
MeTUIeHTeTparuapodoaaTpeaykrassl. [103TOMy MO 3TUM MTOKa3aTeIsIM MOYKHO CYJIUTh O
TEHETUYECKH JETEPMUHUPOBAHHOM XapaKkTepe PYyHKIMOHATBHBIX HAPYIIIEHUH CepAeUHO-
COCYJIUCTOM CUCTEMBI U pa3padaThIiBaTh UHIUBUAYAIbHbBIE IPOTPAMMBI IMATHOCTUKHU U
KOPPEKIIUH.

Bbiaronaps ucronb30BaHUIO B KAUECTBE UCCIIEyEMOTr0 MaTepraia Ipoobl KPOBH, a TAKKE
CTaHJIAPTHBIX METOJIMK U3YUEHHSI UMMYHOJIOTMUECKHX [TapaMeTPOB, 00eCIIeunBaeTCs MPOCTOTA,
HAJIe)KHOCTb U JIOCTYITHOCTh UCCIIEJIOBAHUH, & TAK)KE MOJTyUEHUE Pe3yIbTaTOB HYKHON
UH(POPMATUBHOCTH.

VYcraHoBeHue coaepKaHusl XMMUYECKOTO KOHTAMMHAHTA - (PeHOJIa, UMEHHO B KPOBHU
00YCIIOBJIEHO TE€M, UTO KPOBb SBJISETCS CAMOM FTOMEOCTATUUHOM cpeiov (YIPaBIIsIEeMOCTh U
PeryJIupyeMoCTh KOHIIEHTPAIUM COCTABIISIONIUX €€ KOMITOHEHTOB), UMEIOLIEH pedepupyemMble
(¢oHOBBIE) YPOBHU B OTHOIIIEHUU TEXHOTEHHBIX XMMUUECKUX BEIIIECTB.

bnaronaps ucrnonp30BaHMIO B KAUECTBE UCCIIEAYEMOIO MaTeprasa OyKKaJIbHOTO SITUTENHS
(TpoOBI OMOTIOTMUECKOTO MaTepHasa CO CIM3UCTOM I1IeKH), 00ecTieunBaeTCsl MPOCTOTA U
HAJIeKHOCThH MUCCIIEIOBAHUM, a TAK)KE MTOTyUeHUE HY KHOM MH(POPMATUBHOCTH B TUTAHE
BBIJICJICHUS U3 YKa3aHHOM MTPOOBI ie30kcupurbdbonykienHoBoi kuciaoTsl (JIHK) u mocpencTsom
noaumepasHoi nenHol peakuuu (I'ILP) mpoBenenust reHOTUNMPOBaHUS TOJIMMOpdH3Ma
ykazaHHbIX reHoB MTHFR u SULTIAL Ilpu aToM npeamaraercs UCIob30BaTh B KAYECTBE
nparimepa yuyactok JJHK rena MTHFR C677T (rs1801133) u rena SULTTIAI G2663A
(rs9282861), ycraHaBiuBasi IIpy 3TOM IS KAXKIOT'O I'€HA OJHO U3 CIIEAYIOLIMX €r0 COCTOSTHUM:
FETEPO3UTOTHOE, UJIM HOPMAJIbHOE TOMO3UTOTHOE, WJIM BAPUAHTHOE TOMO3UTOTHOE.

¥V rena MTHFR C677T 2 annens (1 napa amneneit), Cu T (C - quKuii UM HOpMaabHBIH,
T - MyTaHTHBIN WM BAPUAHTHBIN), TpUUeM MoJIMMopdHbIe TeHOTHITHI - CT (reTepo3uroTHHIIM)
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i TT (BapuaHTHBINM roMO3UTOTHBIN). Y TeHa SULTIAI G2663A 2 anens (1 mapa asiesne)
G u A (G - UKy Wi HOPMAJTBHBIN, A - MyTaHTHBIN WA BAPUAHTHBIN), TPUYEM MOIMMOP(]HbIE
reHOTUITBI - GA (TeTepO3UTrOTHBIN) Uik AA (BapMaHTHBIA TOMO3UTOTHBIN).

Taxum oOpazom, ripu oneHKe BiusiHUS peHoa Ha HapymeHue CCC B mpemiaraeMoM
crocobe peKOMEHTyeTCsl UCTIONIb30BaTh CIEAYIONIME KPUTEPUU: HATTMUKE BAPUAHTHOTO
TOMO3UI'OTHOT'O WM reTepo3uroTHoro reHoTrrioB reHa MTHFR C677T (rs1801133) u Hanuuue
BAPUAHTHOI'O TOMO3UTOTHOT'O MJIM T€TEPO3UTrOTHOTO reHOTUIoB reHa rena SULTIAI G2663A
(rs9282861), 1 npeBbIllIEHUE KOHIEHTpaMu (PeHOJIa B KPOBU MO OTHOIIEHUIO K (POHOBOMY
ypoBHIO OoJjtee ueM B 1,5 pa3a.

NmenHo 61arogapst pacimpeHuio MHQOpMaMOHHBIX ITOKa3aTeN e, CBI3aHHBIX C
MOJIUMOP(MHBIMY BapUaHTAMU T€HOB, aCCONMUPOBAaHHBIX ¢ TporHON K CCC aMUHOKUCITOTOM
TOMOIMCTENHOM 1 METa00IM3UpYIoM (peHo1 pepMeHTOM cyabhoTpanchepaszoit u
OJTHOBPEMEHHO C KOJIMYECTBOM XUMUUYECKOTO TOKCUKAHTA - peHOJIa, B KPOBU, U OyAeT
obecrieueHa TOYHOCTD OLEHKH MOIU(UIMPYIONIETO BIUSHUS (PeHOJIa Ha HAPYIIICHHE
(dbusznonornueckor yHKIMU cepana.

Hcxons u3 BBIIEU3IIOKEHHOTO, MOKHO CHIEJIATh BBIBO, YTO ITOCTABJICHHBIA TEXHUYECKUIA
pe3yabTaT 0OeCeunMBaeTCs 3a CUET COBOKYITHOCTHU OIepaliuii pe/jiaraeMoro crocoda, ux
MOCJIEAOBATEIILHOCTH U PEXMMOB €0 peali3alyu.

ITpennaraemslii criocod peaau3yercs CaeayoImUM 00pa3oM.

1. BeIOuparoT TEPPUTOPUIO IKOJIOTHUECKOTO PUCKA, XaPAKTEPU3YIOIIYIOCS HAJTUIUEM
XUMUYECKUX TOKCUKAHTOB, 00YCIIOBIEHHBIX 3KOJIOTUYECKOM cpeoit ooutanus. MccnenoBanus
OBUIM TPOBE/ICHBI HA TEPPUTOPUM OJTHOTO U3 ropo10B [TepMcKoro kpasi, XapakTepu3yroliencs
HaJIMYUEM B aTMOC(EpPHOM BO3/IyXe MOBBIIIEHHBIX KOHIEHTpaluii ¢peHona (2,2 IAKm.p.)

2. Ha yka3aHHOl TeppUTOPUM IIPOU3BOAAT OTOOP IPYMIIBI AETEH OTHON ITHUYECKOM
MIOMYJISIMK. 3aTeM IMPOU3BOJISAT OTOOP MPOOBI KPOBU Y 00CIe1yeMoro pedbeHka B CrielaibHbIe
npoOupku ¢ anTukoaryissatoMm D TA (atunermuamMuHTeTpaykcycHas kuciora) (0,05M
pactBop DATA B cooTHOomennu 500 MKJI KpoBY Ha 50 MKJT aHTUKOATYJISHTA) - JIJISI
orpeseNieHus coaepkanus ¢peHona. [1pu aTom onpenenenre ¢peHona B KPOBU MPOBOIST
MeTO10M ra30Boi xpomaTtorpaduu Ha ipudope Kpucrani-5000 B COOTBETCTBUM C
tpedoBarusaMu CTO, M. 12-2013 u ycTaHABIMBAIOT, UMEETCS JIU IIPEBBIIIICHUE KOHICHTPAIN
3TOr0 KOHTAMHWHAHTa B TPOOE KPOBU HAJT €r0 (POHOBBIM YPOBHEM (B ITpUMEpPE KOHKPETHOTO
OCylIeCTBJIeHUS Ha TeppuTopuu [lepmckoro kpasi GoOHOBBIM 3HaUE€HHUEM 1O (heHOTY ObLT
nokasaresnb paBHbiid 0,01+0,01 mr/mn).

3. Takxe y ykazaHHOTro pebeHka oTOUpatoT Mpo0y OYKKaJIbHOTO SMUTENHS (B BUAE Ma3Ka
CO CJIM3UCTON 0OOJIOUKH IIEKH), IPUIEM 3200 OCYIIECTBIISIOT CYXUMH CTEPUIIBHBIMU 30HIaAMU
C BaTHBIMM TaMIIOHAMH BpalllaTeIbHBIMU IBUKEHUSIMH 0€3 TpaBMaTU3ALUU TIOCIIE
MpeaBaPUTEIIBHOTO MOJIOCKAHUS MTOJIOCTH pTa Bojou. [Tocie 3abopa maTepuaia TaMIoH
(pabouyto 4acTh 30H/1a C BATHBIM TAMIIOHOM) MTOMENIAIOT B CTEPUISIBHYIO TPOOUPKY THUIIA
«Qnnengopd» ¢ S00 MK TpaHCIIOPTHOM cpeabl (cTepuiibHbIHM 0,9%-Hblli pacTBop NaCl).
KoHner 30H/1a OTIIaMBIBAIOT WM OTPE3AIOT, C PACUETOM, YTOOBI OH MTO3BOJIUII INTIOTHO 3aKPBITh
KpBIIKY mpooupku. [Ipobupky ¢ pacTBOpoM U paboyeit 4acThbio 30H/a 3aKPhIBAIOT.

Hanee npousBoasT BeiaeneHue J{HK u3 mpo06sr. 115 3Toro mpoo6s! B koaudecTse 100 MKII
T3UpYIOT 300 MKJT JIM3UPYIOLIETO PACTBOPA, MPEACTABISAIONIETO co00it 0,5%-HblIi1 paCTBOP
capko3uia u mpoterHasbl K (20 mr/mi) B aneratHoMm 0ydepe (pH 7,5). 3aTteM nodaBmisioT
COpOEHT (KaOJIMH) U MOCIIEA0BATEIILHBIMU ITPOLETYPAaMH TIPOMBIBKA OTMBIBAIOT (pocaTHO-
cosieBbIM OydepoM (pH 7,2) npoObl OT OEJIKOB U CMECHIO U30ITPOIUIIOBBIN CITUPT: AllETOH OT
0B, HyKJIeMHOBBIE KUCITOTHI OCTAIOTCS ITPU 3TOM Ha copOenTe. Jlanee ancopOupoBaHHbIE
Ha copOenTte JIHK u3 ipo0OsI sxcTparupyrotr TE-OydepoMm, mpeacTaBisironum codoi cMech
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10 MM tpuc-HCl u 1 MM DITA (pH 8,0). DKcTpakT nmoaBepraroT UeHTPUPYrupoBaHUIO.
ITocrne nenTpudyrupoBanust IpoOOMPKH HATOCATOUHAS KUIKOCTD COJICPIKUT OUUIIIEHHYIO
JAHK.

[TosyueHnHsbIlt MaTepHrall FOTOB K MMOCTAHOBKE MOJIMMEPA3HOM HenHou peakuuu (I1LIP).
[TonrMepasHyto HEMHYIO PEAKLUIO MPOBOIST HA AETEKTUPYIOLIEM aMIUTU(PUKATOPE C
rUOpUAN3ALMOHHO-(PIIyOPECIEHTHOMN JETEKIME B peXKUME «PEaTbHOI'O BPEMEHU» C
UCTIOJIb30BAHUEM TOTOBBIX HAOOPOB MpaiiMepoB U 30HA0B Tpou3BoAcTBa 3A0 «CHHTOI»,
Poccust, B koTOpoM B KauecTBe MmpaimepoB ucrosib3oBaiuch yuactku JJHK renoB MTHFR
C677T (rs1801133) u SULTIAI G2663A (rs9282861).

[TpoBoasaT peakuyio aMIIMUKALMU, ITO TOCTUTAETCA TEM, UTO JIJIs1 UCCIIEAOBAHUS
aJUJIEJIbHOT'O COCTOSIHUS KQXKJIOT'0 T'eHa y OTAEIIBHOTO YEJIOBEKA FOTOBST CBOIO PEAKMOHHYIO
cMech. B kaxyto mpooupky BHOCST 0,1 MKJI TOTOBOM CMeCH ITpaiMepoB (ITPUHSTHIN B TEHETUKE
TEPMUH, 0003HAYAIOIINN KOHEYHBIE HYKJIEOTUIBI C METKOM, OTpAHUYUBAIOIINE (OTPE3aIoIIue)
aMIUTM(PUIMPYEMYIO IETTOYKY HYKJICOTHIOB T'eHa) ¥ 30H10B ISl BEIOpaHHBIX reHoB MTHFR
C677T (rs1801133) urena SULTTIAI G2663A (rs9282861) (ucrionp3oBanbl Habopbl peareHTOB
1utst onpenernieHust mojiumopdusma MTHER C677T (rs1801133) u momumopduszma rerna SULTTAI
G2663A (rs9282861) 3A0 «Cunron», Poccus). B kaxxayro npoOupky 100aBIsIIOT OCTaJIbHbIE
KOMITOHEHTBI HeoOxoauMmble 1iist ocyiectsiienus [TLP: nykieotuas
(mezokcunyxieosunrpudocdatsr: mo 10 MM JAT®, nTTD, I T, nl[TD), 6ydepa (100
MM Tpuc-HCl-6ydepa, S00 MM KCl, 40 MM MgCl,) u Tag F-nomumepassl. BHocsT npoOy B

kosmuectBe 10 MkJ1. Takum oOpazom, o011uit 06beM peaKIMOHHOM CMECH COCTABIISIET 25 MKII.
Kaxmas mpobupka IIoTHO 3aKpbIBAETCS MPOOKO M YCTAHABIMBAETCS B AMIUTU(UKATOP.

[Tpu nposenenuu [P amrumdukanuio U 1eTEKUUIO MPOBOAAT HA JETEKTUPYIOILIEM
amrumpuratope CFX96 dbupmsr Bio-Rad.

Hcnonb3yercst yHuBepcaibHas MPOTpaMMa aMIUTU(GHUKAIIN, TTO00paHHAS IIPOU3BOIUTEIIEM
peakTBOB. OHA BKIIFOYAET B €05 HECKOJIBKO 3TAIoB: 1 aTamn - aktuBaius TaqF-nmonmMepasbl
(pEeXUM «TOpsSUero crapTa») mpoaoskaercs 15 muH npu 95°C; 2 aTar - yCTaHOBOYHBIE UK
aMmruuukanuu 6e3 usmepeHust GpiryopecueHuyu (5 QUKIOB); 3 3Tar - paboune UUKIIbI
aMmrumukanum ¢ usmepeHueM QurroopecueHuu (40 MUKIIOB).

Kaxapiii ipxon amrmmudukanuu Bkitodaet B ce0s neHatypanuto JJHK (5 ¢ mpu 95°C), oTxur
nparimepoB (20 ¢ ipu 60°C) u camy peakuuto nosumepusauuu JJHK (15 ¢ npu 72°C).

Perucrpanus curnana ¢urroopeceHIy, BO3HUKAIOMIETO ITPU HAKOIUICHUH MPOYKTOB
amrumduxanuu yuyactko JIHK nmpoBoautes B pexunme «peajibHOTO BpeMEHU» MOCIIe CTa 1
OT)KUTa IpaiMepOB JIJIs1 BBIOPAHHBIX TeHOB 1o KaHaiy VIC - 1715 AeTeKuuu OHOTO U3
aJIJIEJIbHBIX BAPUAHTOB I'€HOB, U N0 KaHany FAM - u1s albTepHATUBHOIO BapUaHTA.

Pe3ynbTaThl MHTEPIIPETUPYIOTCS HA OCHOBAHMM HAJIMYUS (MIIM OTCYTCTBUS) IEPECECUECHUS
KPUBOI (hITIOOPECICHIMY C YCTAHOBJICHHON Ha 3aJAHHOM YPOBHE IMOPOTOBOM JIMHKUEH, YTO
COOTBETCTBYET HAJIMYMIO (WJIM OTCYTCTBHUIO) 3HAUEHUS TOpOoroBoro nukia (N) B
COOTBETCTBYIOIIIEH rpade B TabIuIEe pe3yIbTATOB, OTOOPAX)KAEMOM B MPOTrPAMMHOM
ob6ecnieuenuu s amruduratopa CFX96.

ITo cOOTHOIIEHNIO MOPOTOBBIX LUKIIOB, IOJIYYEHHBIX 1O ABYM KaHaJlaM JI€TEKILIH,
onpenenstoT coctossnue reHa MTHFR B uccinenyemom yuactke JIHK C677T (rs1801133), a
takxe reHa SULTIAI B uccnenyemom yuactke JIHK G2663A (rs9282861) (Meton ajuienbHON
JUCKPUMHUHALMH). BO3MOKHBIX BAPMAHTOB COCTOSIHUS T€HA OBLIO ABA: TOMO3UI'OTHOE - B
clIy4ae, KOrja OJIHO U3 3HAaUY€HUN TOPOTrOBOTr0 LUKJIA HE ONPEAEIISETCS (HUKE MOPOTrOBOM
JIMHUM) U TETEPO3UTOTHOE - B CIIyyae, KOT1a MOJIyYeHO J1Ba 3HAYEHUS] IOPOTOBBIX LIMKIOB U
10 3TUM KaHaJIaM MOJIy4eHbl Tapaboaruueckue KpuBbie aroopecteHuuu. B 3aBucumoctu ot
TOTO, HAKOTUIEHUE KAKOT'O MPOAYKTA AMIUTM(UKAIMH TIPOUCXOIUT B PEaKIH, yCTAHABIMBAETCS
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reTepO3UrOTHOE, MJIIM HOPMAJIbHOE TOMO3UI'OTHOE, UJIM BAPDUAHTHOE TOMO3UT'OTHOE COCTOSTHHE
renoB MTHFR C677T (rs1801133) u SULTTAI G2663A (rs9282861).

4. Y1 mpu BBIITOJIHEHUH CIIEIYIOIIMX YCIIOBHIA: HAIIMUKAE BAPUAHTHOTO TOMO3UT'OTHOTO WU
rerepo3urotHoro renotunos renoB MTHFR C677T (rs1801133) u SULTIAI G2663A
(rs9282861) u mpu NMpeBbILIEHUU KOHUEHTpauuu (eHojIa B KPOBU HE MEHee, 4eM B 1,5 pasza
BbIIIIE (JOHOBOT'O YPOBHSI, IMATHOCTUPYIOT HAJIMUKE Y peOeHKa HapyIIeHHsT (PU3UOJIOTUIECKOM
GbyHKIMK cepana B BUIe GyHKIMOHAIBHOM KapIMOTIaTHH, 10T BO3IEMCTBUEM (eHOIIa.

[Tpu npoBeeHUr UCTIBITAHUI 110 peaiu3aliu MpeIaraeMoro crnoco0a BhIIOJIHEHO
UCCIIeIOBAHME IETCKOT'O HACETIEHUS, TPOKUBAIOIIETO B PA3JIMUHBIX 11O COACPKaHUIO (PeHOTIa
YCIIOBUSIX CpeJlbl OOUTAHUS.

brumi chopMupoBaHbI IBE TPYIIIBL: TPYIITA HAOTIOIEHHUS, IETU KOTOPOUM MMPOKUBAJIU HA
HeO0J1aroIoJyYHOM B OTHOIIICHUH (DEHOITa TEPPUTOPHH, U TPYITIIA CPABHEHHMS, IIPOKHUBAIOIIIAS
B YCJIOBUSIX CAHUTAPHO-TUTHUEHWYEeCKOro OJiaromnoryuus. B rpymiy Ha6mtoaeHust Bonum 112
nerert (cpeanuit Bo3pact 6,05+0,41 rona; 49,1% manbuukoB u 50,9% nesouek). B rpymnmy
cpaBHeHUs BouuM 88 aetelt (cpeanuit Bo3pact 6,22+0,21 roaa; 45,5% mManbuukoB U 54,5%
neBoueK). [ pymbl ObUTM COTTOCTABUMBI IO TEHIEPHOMY, BO3PACTHOMY U CONMAIBHBIM
KPUTEPUSIM.

Ha teppuTtopusix npoxuBaHus AeTel IPYIIbl HAOIIOACHUS OTMEUYEHO MPEBBIIICHNE
coaepxanus ¢penomna ao 2,2 ITJIK m.p.

OueHka pucka 340pOBBIO IETEN MoKa3aja, YTO MPU XPOHUUECKOH 3KCIIO3ULUU
KOHTAaMUHAHTOB KO3 GHUIMEHTHI ONTACHOCTH TSl peHOJIa COCTaBUIM - 10 1,12. YcranoBieHo,
YTO XPOHUUYECKOE UHTAISIMOHHOE BO3/IeiCTBUE (peHOJ1a POopMUPYET OMACHOCTh Pa3BUTHS
HApYLIECHUI CO CTOPOHBI OPraHoB AblxaHus (MHaekc onacHocty HI - 1o 3,73), ueHTpanpHOM
HepBHoM cucteMsbl (HI - 1o 2,33) u cepaeuno-cocyaucroi cucremsl (HI - o 2,31).

OreHka pucka pa3BUTHS 3200JIEBAaHUI OCYIIIECTBIISETCS 1O CTAHIAPTU30BAHHOM METOTUKE
B COOTBETCTBMH C «PyKOBOACTBOM I1O OLIEHKE PUCKA IS 310POBbSI HACEIIEHUS IIPU BO3ACUCTBUN
XUMHUUYECKHUX BEILECTB, 3arPSIZHSIONIMX OKpYKatolyio cpeay» (P 2.1.10.1920-04);

HccnenoBanue cogepkaHusi B KPOBU AETEW XMMHUUYECKMX BEIIECTB TEXHOTEHHOTO
MPOUCXOXKAEHUS MTOKA3aJI0, UTO KOHIEHTpalus (heHOJIa B KPOBHU JIETEH I'PYIIIBI HAOIIOICHUS
ObLIa T0CTOBEpHO OoJiee yeM B 1,5 pasa BrIle (POHOBBIX 3HaUYCHUM U B 1,8 pasa BBIIIE 3TOT0O

nokaszarend rpynnsl cpaBHeHus (0,031+0,002 MF/}IM3 n0,017+0,012 MF/)IM3 COOTBETCTBEHHO,
p=0,001).

DyYHKIMOHAIIBLHOE UCCIIEIOBAHUE COCTOSTHUS CEPJIEUHO-COCYAUCTON CUCTEMBI TTOKA3aJI0,
YTO CPEAHErPYIIIOBOE 3HAUEHUE CUCTOJIMYECKOTO U IMACTOIMUECKOTO apTEPUATIBHOTO
JIaBJIEHUS Y OOCIIEAOBAHHBIX AETEHM HE UMEJIO JOCTOBEPHBIX paznuunii (p=0,38-0,74) u
COOTBETCTBOBAJIO (PU3MOIOTHUECKOM Bo3pacTHOM HopMme (p=0,42-0,87).

B Toxe Bpems, y 7,5% y nereu, NpoKUBAIOIIMX HA TEPPUTOPUSIX C HEYTOBIETBOPUTEIBHBIM
KayecTBOM aTMOC(HEPHOTr0 BO3AyXa MO CAHUTAPHO-XMMHUECKUM ITOKA3aTeIISIM, BBISIBIIEHO
MOBBILIEHHOE APTEPUAILHOE IABJIEHHUE, OTCYTCTBYIOLIEE B rpymiie cpaBHeHus (p=0,039).

OTHOCUTETBHBIN PUCK HAPYIIICHMH (DYHKIMOHATBHBIX BO3MOXXHOCTEN CEPIICUHO-COCYAUCTON
CUCTEMBbI (aJalTAMOHHOTO pe3epBa) y AeTel rpymibl HAOII0eHUs ObLI B 4,7 pa3a BbIlIe
(otHomeHue mancoB OR=4,68; nosepurenbHblil nHTEpBAIT DI=0,94-23,22; BEpOATHOCTD p=
0,08).

CpaBHUTENBHBIN aHATIU3 CPEAHETPYIIIOBBIX MOKA3aTeNeH JIEKTPOKAPAUOT PAMMBI Y
00cIIeIOBaHHBIX IeTel oKa3all, YTO BCE MapaMeTPbl BPEMEHHBIX KpUTepueB 3yOia P, cermeHnTa
QRS, unrepBasios (PQ u QT) ¥ MOJIOKEHUS ATIEKTPUUECKON OCH CEP/ILia HAXOIWIIUCH B ITPEAEIax
HOPMaJIbHBIX (PU3HOIIOTHYECKUX 3HaUeHMIM. OTHAKO, Y AeTel TPYITBl HAOOACHUS YacToTa
CEPJ/IEYHBIX COKpAIIEHUI OblIa JOCTOBEPHO HUXKE IPYMIIbI CPABHEHHUSI AaHAJIOTMUHOM
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Bo3pactHoM kateropud (80,3+5,3 ya. B MuH 1 88,543,1 yaI. B MMH COOTBETCTBEHHO, p=0,009).

VcraHoBieHa obpaTtHasi KOPPEISUOHHAS 3aBUCUMOCTb MEK/1y YACTOTOM CePJIEYHbBIX
COKpaIlleHUI U ypoBHEM ¢eHojia B KpoBH (r=-0,322, p=0,001), TO €CTh MpH MOBHIILICHUN
KOHIIEHTpaIuu eHoIa oTMeUYaeTcs Opaaukapaus (YpekeHne 4acTOThI CePIeUHbIX
COKPAIEHUIA).

HccneqoBanust COCTOSIHUSI TPOIIECCOB BO30YIUMOCTH, MPOBOAUMOCTH U aBTOMATU3Ma
MHUOKap/ia MMOoKa3alid, 9YTO OTKJIOHEHHS MToKa3aTesieil OT (PU3HMOIIOTHIECKON HOPMBI
3aukcupoBaHbl y 73,5% netedt rpynmnbl HAOIIOIEHUS, B TO BpeMsI KaK B IPYIIIe CPaBHEHUS
y 52,2% (p=0,005).

HaunbGomnee yactbiM BUIOM NATOJIOTUH Y IETEN I'PYIIITBI HAOIIOAEHUS SIBIISUIUCH HAPYILIEHUS
MPOIECCOB BO30YIMMOCTH B BUIE CHHYCOBOM Opaauaputmui (32,3%), KoTopasi BCTpeuaiach
JIOCTOBEPHO yaie B 2,2 pasa, 4yeM B rpyiiie cpaBHenus (14,4%, p=0,004). CunycoBas
OpaaMkapaus Takxke peobiiagaja B IpyIrne HAOII0ACHUS, OJTHAKO JOCTOBEPHBIX pa3Inuui
10 YaCTOTE BCTPEYAEMOCTH CO CPABHUBAEMOM I'PYIION HE OTMEUEHO (26,5% npoTus 19,8%
COOTBETCTBEHHO, p=0,29). B TO %€ Bpemsi, CHHyCcOBasi apUTMHUS PECUCTPUPOBAach B 6,6 pa3a
yalue y IeTei rpynibl HabJII0AeHHs IO CPABHEHUIO C IpynIion cpaBHeHMs (9,9% nipotus 1,5%
COOTBETCTBEHHO, p=0,029).

OTHOCUTETBbHBIN PUCK BOBHUKHOBEHMSI HAPYIIIEHUH MTPOIECCOB BO30YIMMOCTA MHOKapAa
y JieTeli Tpyniibl HaOMo1eHus ObUT B 2,5 pa3a BbIllIe, YEM Y JeTel, MPOKUBAIOIIMX HA
TEPPUTOPHUU CAHUTAPHO-TUTHEHUYecKoro Oaromnonyuust (OR=2,54; DI=1,32-4,891; p=0,008).

Taxum 06pazoM ObUTO JOKA3aHO BIMSHKE (PEHOTIA HA BOSHUKHOBEHUE HAPYIIICHUN Y AeTeH
co ctoponsl CCC.

Jl1 noka3zaTenbCTBa BO3MOKHOCTY PeaIM3alvU IPeiaraeéMoro crnoco0a U IOCTOBEPHOCTH
MOJTy4yaeMbIX Pe3yJIbTaTOB, HUXKE ITpUBeAeHa Tabuia 1, B KOTOPOM MpeACTaBIeHbI Pe3yIbTaThI
T€HETUYECKHX UCCIIENOBAHUI JIETEN U TTIOATBEPKIAIOIIUIM IT0KA3ATENb - YPOBEHb TOMOIMCTENHA,
BBI3BIBAIOIIETO MOBPEXKICHUE SHAOTEIMAIbHON TKAHUA U HAPYIIEHUE PA3BUTUS COCTMHUTEITbHON
TKaHM, TPOLIECCOB OMPEACIISIIONIMX Pa3BUTHE (PYHKIIMOHATBHBIX HAPYIIIEHUH cepala.

JIJ1st Toka3aTenbCcTBA JOCTOBEPHOCTU U TOUYHOCTH IIPEIaraeMoro crocoda, BCeM AETIM
MPOBEJIEHBI YIIbTPa3ByKOBBIE HcciaeqoBanus cepana. Hammune MAPC (nonomHuTeIbHOM
XOP/IbI JIEBOTO JKEITYI0UKA), CITY>KUIIO TTOATBEPKIACHUEM (DYHKIIMOHATBHBIX HAPYIIIEHUM CepLa
(pyHKIMOHATBHOM KapauonaThn). Hammuue HapymeHuit pu3noiorndeckoit pyHKIMU cepna
(HanmMuue PyHKIMOHATIBLHOW KapAUOTIaTUN) B YCIIOBUSIX KOHTAMUHAIIMU (PeHOJIOM Y BCeX JeTel
C IAaHHOM TIATOJIOTUEN COMTPOBOKIAETCS OJTHOBPEMEHHOMN UIeHTU(UKAIIMEH BAPUAHTHOTO
TOMO3UI'OTHOT'O WK reTepo3uroTHoro renotunos rena MTHFR C677T (rs1801133) u rena
SULTIAI G2663A (rs9282861), a Takke MpeBbIIIIEHUEM KOHIEHTpAUK (peHOJIa B KPOBH BHIIIE
¢dboHoBOTO YypOBHs OoJiee ueM B 1,5 pa3za.

[Tpu 5TOM MOATBEPKIATOITHI HATTUYME U3MEHEHUN B (DYHKIIMOHUPOBAHUY HI0TEITUATIBHOM
u coenuuutTenbHol TkKaHu CCC ypoBeHb TOMOIMCTENHA B KPOBU HE BCETIa XapaKTePU30BATICS
€ro noBblIlIeHHeM B citydae Y3 -uneHTuduiupoBaHHON KapaAUMONaTOIO0TUU (OTBIT 7 TabIMua
1), 4TO YKa3bIBAET HA HU3KYIO UYBCTBUTEIBHOCTD JAHHOTO TeCTa (IT0 TOMOLUCTEHUHY), HE
MO3BOJISIIOIIETO OTHECTH €TI0 K MapKepaM paHHUX HapYIIEHUN PU3UOJIOTHUYECKON (PYyHKIUU
cepaua.

[Mommopdusm rena MTHFR C677T peanmzyetcs pa3BuTieM (PyHKIMOHATBHBIX HAPYIIICHUH
cepaua (GyHKIMOHATIBHON KapAUONaTUH) laxke 63 (PeHOTUITMYECKH TTOBBIIIIEHHOTO YPOBHS
romonucTerHa (onbIT 10 Tabuna 1) mpu HAJTMYKK TOTIOJTHUTEITBHO IMOJIMMOP(HO W3MEHEHHOTO
reda SULTTAI G2663A, KOTOpbIH IIepecTaeT KOHTPOJIUPOBATH JIEUCTBUE BHEIIHECPEAOBOTO
crpecc-(hakTopa, B KAUeCTBE KOTOPOTO BBICTyIAET (PEHOIT.

Takum o0pazom, mpeaiaraeMblil Cloco0 MO3BOJISIET C IOCTATOUYHOM TOCTOBEPHOCTHIO
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YCTAaHOBUTH PAaHHUE HAPYIIEHUS (PU3NOIOTUYECKON (DYHKIMU CEP/ILA, ACCOLMUPOBAHHBIE C
BIMSTHUEM (DEHOJIA, TI0 3asIBIISIEMBIM T€HETUYECKUM KPUTEPHUSM U COJIEpKaHMIO (peHOoIa B

KpPOBH.
Tabnuma 1
IManuent| Bospact | Cogepxxanue| I'enornn rena | I'eHorun rena YpoBeHnb
(sreT) denosa B MTHFR SULTIAI FOMONHCTENHA,
Ne no KpOBH, M/t C677T G2663A MKMOJIL/ M
(douoBbI (rs1801133), (rs9282861),
YpPOBeHb ONpeeIEHHOr 0| OIpeeSIecHHOI 0
0,01+0,01 B npode B npoGe
Mr/J) OyKKaJIbHOI0 OyKKaJbHOI0
SMMTEHS SMHUTEHA
IlanueHTH! ¢ KapauonaTHel
1 7 0,031 T/T A/A 15
2 S 0,038 T/T A/A 14,5
3 5 0,039 C/T A/A 16,3
4 7 0,048 T/T A/A 19,2
5 6 0,049 C/T G/A 20,6
6 6 0,036 C/T G/A 13,3
7 5 0,030 C/T G/A 11,0
[TanineHTHI 6€3 KapIUONATHH
8 5 0,01 C/T G/A 6,4
9 S 0,012 C/T A/A 7,4
10 S 0,025 C/T G/A 12,9
11 7 0,028 C/C G/G 10,9
12 6 0,029 T/T A/A 9,4
13 7 0,024 C/C G/G 9,9
HOPMA 0,01+0,01 C/C G/G 4,6-12,44

(57) ®opmyna nuzobpeTeHus
Cnioco0 BBISIBIIEHUS y JIETEM paHHUX HAPYIICHUI (PU3UOJIOTUIECKOM (PYyHKIMU cep/na B

YCIOBUSIX KOHTaMUHAIMK (PEHOTIOM, XapaKTEPU3YIOLLIUICS TEM, UTO MTPOU3BOISAT OTOOP MPOObI
KpOBU y peOeHKa U OTNIPEeAeIISIIOT B TPoOe coiepkanue (heHo1a, TAKKe y YKa3aHHOTO pedeHKa
OTOUPAIOT MPOOY OYKKATBHOTO SMUTENHS, OCYIIIECTBIISIOT BbIJIEIICHUE U3 YKA3aHHOM MPOOBI
ne3zokcuprbonykienHoBoit kuciotsl (JJHK), 3aTeM Ha neTekTupyroiieM aMIiupuKaTope ¢
VCIIOJIB30BAHUEM NOIMMEPA3HON nenHon peakuuu 11L[P B pexxnme pearbHOTO BpeMEHU
MPOBOJISIT reHoTUIIMpoBanue noaumopduszma renoB MTHFR u SULTIAL ucnonb3ys B KauecTBe
npaimepa yuactok JJHK nyrem uccnenoBanus renotunnoB rena MTHFR C677T (rs1801133)
v reHa SULTIAI G2663A (rs9282861), yctaHaBiuBasi IpyU 3TOM TSI KAKAOT0 U3 YKA3aHHBIX
TE€HOB OJIHO U3 CIIEAYIOLIUX €TI0 COCTOSIHUMN: T€TePO3UTOTHOE, UJIM HOPMAJILHOE TOMO3UTOTHOE,
WJIM BAPMAHTHOE TOMO3UTOTHOE, U ITPY OJTHOBPEMEHHOM BBITMIOJTHEHUM CIIEAYIOIINX YCITOBUI:
HaJIMYMe BAPUAHTHOTO TOMO3UTOTHOTO WIM T'€TEPO3UrOTHOrO reHotunos rena MTHFR
C677T (rs1801133) u rena SULTIAI G2663A (rs9282861), v ipu IPEBBIIIIEHUN KOHIIEHTPALUU
¢dbeHona B KpoBH BhIIIe (POHOBOTO YPOBHS OoJjiee yeM B 1,5 pa3a, IMarHOCTUPYIOT y peOeHKa
HaJIMYMe paHHUX HapYIIeHUH (PU3NOTOTHIeCcKO (PYHKIMKU cep/ia B Buae (PyHKIMOHAITLHON
KapJIMONaTHH, CBSI3aHHOM C KOHTAaMUHALMEN (PeHOTOM.
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