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IKOJIOTHYECKAA TEHETHKA YEJIOBEKA

B.C. BapaHos

HHWMU axymepcTBa M rHHEKOIOTHI
m. J1.0.Otra PAMH,
Cankr-IlerepGypr

® O630p cyMMHpyeT pe3yabTaThl
MHOTOJIETHHX HCC/IeI0BAHHIL, OCBSI-
IIEHHBIX H3Y4YEHHIO POJIH MOJIHMOp-
(H3MOB reHoB CHCTEMBI I€TOKCHKA-
I[HH B POHCXONIEHHH, TPOTPECCHH
1 3G PeKTHBHOCTH JIEHEeHHA TAKHX
4aCThIX MYJILTH(AKTOPHANLHLIX 3a-
GoneBanmii, KAK H10MeTPUO3, GPOH-
XHA/IbHa# acTMa, NPHBLIYHOE HEBbI-
HAITMBAHME, TeCTO3bl, ATKOTOILHBIH
LHPPO3 NEeYEHH, PaK JIerKHX, XpOHH-
4eCKHil 00TypanHOHHBI GponxuT

u apyrue, IToxazana gocroBepuas
accouHanus GyHKIHMONAILHO HenoJi-
HOIIEHHBIX AJLIesIeif FeHoB cyrepce-
MeifcTRa IoTaTHOH-Tpancepa3s
(GSTMI(0), GSTTI(0),GSTPis),

a TaKKe MeuIeHHoil popmbl N-aue-
Tha tpancdepaszsl (NAT-2) ¢ 3rumn
3aboneBanuamu. OyHKIMOHAIBIO
HEMOTHOLICHHbIE aJUIeJIH I'eHOB KoJ1-
narena (COL1AT) u peuenrropa Bu-
Tamuna D (VDR3) o6uapy:xuBaior
HETKYH) ACCONHAIMIO € COCTOSTHUEM
MHHepa/ILHOH NJIOTHOCTH KOCTEH M,
COOTBETCTBEHHO, € 0CTEONOPO30M.
Oko0i10 5-7% Kureseii ceBepo-3anaj-
Horo pernona P umeror nednaron-
PHATHOE COYeTaHHE aJLIeeil reHoB
CeMeMCTBA JIeTOKCHKAINH

(GSTM1 0/0; GSTT1 0/0; GSTPi s/s)
u oKk0710 15% dyHKIHOHANBLHO 1e-
NOTHOLICHHBIE AJlJ1e]TH TelloB
COL1A1 n VDR3. BoisiBiieHHE € 0O~
MOIIbIO FeHETHYECKHX TECTOB TAKUX
JIMIL 3270110 30 MaHHpecTaluu 3a00-
JIEBAHMS, I0TI0JIHEHHOE COOTBETCTBY-
IOIHMH MeIHIMHCKHMH PeKoMeH/1a-
UHAMH, THCTIAHCEPHBIM NadJIoxenn-
€M H MOHHTOPHHTOM MOTJIO0 fbI
COCTABHTD MPeAMET BAXKHBIX COLM-
AJBHBIX U MeIMIMHCKHX [POrpaMM
10 HPOHIAKTHKE ITHX HACThIX 3260-
Jgepanmii. lllupokomy npakTuuecko-
MY BHEIPEHHIO TAKHX MPOrpaMm
JAO/IZKHBIE NPeAIIeCTBOBATEL Macco-
BbI€ JNHACMHOTOTHYECKHE HCCIeN0-
BaHMHs 110 FeHETHYECKOMY TeCTUPOBa-
nuio. [pepnaraerca INeneTnueckas
KapTa PenpoayKTHBHOIO 310POBbS,
ueab KOTOPOi — paHilee BbISB/IEHHE
H MPoQHIIAKTHKA 0CT0XKHeHUH Gepe-
MEHHOCTH H NATOJIOTHH 1UI0]A Y HKeH-
UIHH PeNnpoaAyYKTHBHOTO BO3pacTa,

& KoueBble CJI0BA: [CHETHYECKOE
TeCTUpOBaHHE, NOTUMOPhU3M,
TEHBI «MPEAPACTIONOKEHHOCTHY,
FeHETHUCCKUIL Nacnopr.

SKONOTMHYECKAA TEHETUKA
N MNPEOVMKTUBHAA MEOVLWVHA

BBE/JEHUNE

Pacimndposxa renoma denosexa [1], 3aBeprunsiiascs B utode 2000 r. cosna-
HHEM «4epHOBOTO» [23], a B anpene 2003 r. okOHYATEBHOTO BApHAHTA [24] Beeit
TOC/IeA0BATEIBHOCTH rUraHTckol (33 x 10° map nyxireoTunos) Mmosekynst JHK,
Tpe/icTaBIgeT coboit He TOTBKO OrPOMHEII BKJIA TeHETHKU B DYHIAMEHTAIIBHbIE
HAYKH O YeJIOBEKE, HO 1 IBUJIACH PELIAIOLIEeH ITPSATOCLUTKOH K BO3HHKHOBEHUIO
HOBOT'O HAYUHO-IIPAKTUYECKOTO HANIPABIIEHHS — MOJIEKYJIIpHOM MemuiinHbI [20].

[Tocne 111010 MOXKHO ONMpPEIeNUTh KAK MEIULIMHY, B KOTOPOH KapIUHATIbHbIE
1po0JIeMbl IPAKTHUYECKOTO 3IPABOOXPAlICHNs, CBA3aHHBIE C TMATHOCTHKOH, IPo-
(hunakTHKOM, NevenieM HaCIEICTBEHHBIX M HAUOOIee pACTIPOCTPAHEHHBIX MY JTb-
TH(axTopHanbHbIX OoMesHel (cepeuHO-COCYTUCThIe 3ab0eBaHus, THabeT, pas-
JIMYHBIE OITYXOJH H JIP.) PEILIAOTCS HAa MOJIEKYJIIPHOM YPOBHE C UCTIOIb30BaHNAEM
HyknennoBbix kuoiot (JIHK, PHK) u npoayxToB ux s3xcnpeccuu (6enkos) [2, 3].
OcHoBY METO10710TMH MOJIEKYIIAPHOHN MeIMLIMILI COCTABMSIOT COBPEMEHHBIE IIPe/I-
CTaBJIEHHS O CTPYKTYpe N'eHOMA YeJIOBEKa, €10 reHax, Hx (YHKIHMOHATIBHBIX B32H-
MOJEHCTBHSIX, O TAK HA3bIBAEMBIX I'EHHBIX CETSIX — MeHHbIX aHcaMmOIIsix, odecneuu-
BAIOILMX T€ WJIH Hlible PyHKIHMH OpraHu3Ma WIH MopdoreHeTHYECKHE MPOLIECCHI
{12]. BHenpeHye MOMeKYIIpHO MEIULIUIIBI B TPAKTHYECKOE 3IPABOOXPAHCHHUE 114~
CTOATENBIO TPeOYeT OBIAAeHAA 3HANNAMH MOJICKY/IApHOH OHOIOT M U TeHETHKH
11€ TOJIBKO YUEHBIMH BCEX PA3/e/IOB MEAMIMHCKON HAYKH, HO M BpauaMH pa3HbIX
CTIELHATILHOCTEH, OpPral3aTOPAMH 3paBoOXpatieHus. Ee IaBlible OTIIHYHTENb-
Hble 0COOEHHOCTH — MPOIIIAKTHYECKAS HATIPABICHHOCTD H UIAHBUAYATBHOCTE,
TO €CTh OPHEHTALIMA Ha KOHKPETHOTO uesoseka [S, 20].

B pamxax Monekynapiioi MeULMHbI [TO-HOBOMY PELLIAIOTCS BOIPOCHI, CBA3AH-
HbIE C OLICHKOI AeiiCTBHSA (PaKTOPOB BHELIHEH CPEibl HA TEHOM YENOBEKA, TO eCTh
npobeMb! 3KOJIOTHUECKOI TeHeTUKH YestoBeka. [1peacrasisercs OUeBUIHBIM, UTO
peaxuus opraHus3Ma H, COOTBETCTBEHHO, PEAKIIMS FeHOMA Ha PA3JIHUHbIE 3K30TeH-
HBIX (3K0NIOTHYecKHe ) GaKTOPhI B 3HAYHTEIBEHON Mepe ONpe/IeNsieTcsl €ro CTPyK-
TYPHO-(QYHKIHMOHAIBHBIMH XapaKTEPUCTHKAMH, TAKMMU KaK (YHKIHOHAIBHbIE
0CcOOEHHOCTH [EHOB MeTaboIM3Ma, reHoB cucTeMbl penapauni JHK u ap. 3nave-
HHE 3KOJIOTHYeCKX (haKTOPOB B ATOIIOT MM YeJIOBEKa OCOOEHHO BEIHKO B 3THOJIO-
I'HH MyNbTH(aKTOpHANBHBIX osle3Hel —- Hanboree pacrnpocTpateHHbIX SomnesHeit
uesoBeka [8, 9]. Pazmen MonekyasipHON MeIULIHBL, H3YarOWMi HHIUBUIYaTb-
Hble 0COOEHHOCTH FEHOMA, B3aUMOJIEHCTBHE CPEIOBBIX H FeHeTHUECKHX (PaKTOPOB
B BO3HMKHOBEHHH MYITHTH(AKTOPHATEHBIX G0JIe3HeH 1 IMOTy4i1 HA3BaHHE IPEAUK-
TUBHOT MeaUIIUIIbI [4, 5).

MNPEAVKTUBHASA MELWILIMIHA

[Mpencrapnser coboii 01HO 13 LAMPABIEHHA MOJIEKYJISIPHON MeIULIMHBL, OCHO-
BAHHOE Ha pe3yJIbTaTaX M MeTojaX paclliH(ppoBKH reHoMa YeloBeKa, KOTopble
TMO3BOJIAIOT BBIABIIATE JTFO/IEH € MOBBIUECHHO YYBCTBUTEIBHOCTHIO K TOMY HJIH HHO-
My 3a001€BaHHIO, 41eKBATHO HHTEPITPETHPOBATE [TOTYUCHIIBIC PE3YIbTAThI M pas-
pabaThIBAaTh Ha OCHOBAHHH MOMYYEHHBIX TaHHBIX 3d1(peKTHBIbIE CXEMBI HHIIHBH-
JyaItbHOM MPodHIaKTHKH Y jtedeHus. OCHOBHAs LeJIb PEAMKTHBHON MEIMIHBI —
HayUHTh YETIOBEKa YKHTh B TAPMOHMH CO CBOMMH IeHamH [4].

CocraBrienyie «reHHo ceTH» KaKaoro 3adoneBanys, UaAeHTHGUKALIUS B HEH
«TIABHBIX) M «BCTIOMOTATEIBHBIXY TEHOB, AHAITH3 ACCOLUALIMN HX TTOTUMOpdus-
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MOB C KOHKPETHBIM 3aboieBaHueM, pa3paboTka Ha HTOH Oc-
HOBE KOMIUIEKCA MPO(UIAKTHYECKUX MEPOLPHATHH s
KOHKPETHOTO 11aLIMEHTa COCTABIISIOT CTPATErHUYECKY IO OCHO-
BY NPEJAMKTUBHON MEAHLIUHBI [5].

CrnpaBeuIMBOCTH paan HEOOXOAMMO OTMETHTh, YTO
BIIEPBbIE TEPMUH «IIPEAUKTUBHAS MEMLHHA» Oblil IIpHMe-
HeH elle 25 yeT Hasax jaaypearom HobeneBckoll npemuu
XK. Hocce, npo3opaHBO yrajaBUiMM acCOLMALMIO Olpeae-
JICHHBIX aHTHI'€HOB IVIABHOTO KOMILJIEKCA PMCTOCOBMECTH-
mocti HLA ¢ HexotopbiMH HacTbiMH 3abosieBanusamu. O~
HAKO PEaJIbHO BTOPOE POAICHUE NIPEAUKTHBHONH MeAHLHHBI
NPOUCXOJHT TOJIBLKO ceifuac, koraa yxe paciudpoBaHa Mo-
JIEKYJIIpHas CTPYKTypa He Toyibko koMmiulekca HLA, Ho u
MHOTHX ThICSY APYIHX reHOB uesoseka [20].

VYCTaHOBIIEHO, YTO IPAKTHHECKH BCE IEHbI YETIOBEKA HMe-
I0T B CBOEH CTPYKTYpe MOJIEKYJIspHbIe OTIIMUHs ([0JIMMOp-
(hH3MbI), NPUBO/SILIIME K CHUHTE3Y OEJIKOB C HECKOJBKO H3Me-
HEHHBIMH CTPYKTYPHBIMU M (DYHKLHOHAIBHBIMH XapaKiepu-
ctukamu. TecrupoBaHie GpyHKLHOHAILHBIX MOIUMOPQH3MOB
Pas3/IMUYHBIX I'€HOB Y€JIOBEKA, BOBJICUEHHBIX B I'E€HHYH) CEThb
TOI'0 WIIM UHOI'O MYJITH(HAKTOPHOr O 320011€BaHHUS, COCTABJIS-
€T MOJICKYJISIPHYIO OCHOBY IIPE/IMKTHBHOW MeAHUHHbI. Kax-
JIbIH 4€JI0BEK TEHETHUECKU HEMOBTOPHM H, COOTBETCTBCHHO,
JUIsS KaXIOr0 YeJIOBEKA XapaKTepeH CBOM YHHKaJIbHbII OHO-
XHMHYECKHi mopTper. IMeHHO ero ocobeHHOCTH Tipejtolpe-
JCIISIOT BPOXKAEHHYIO HPEApacloNOKEHHOCT YEI0BeKa K
TeM WK HHBIM 3aboneBanusaM. bone3Hu BrIOHpAIOT Hac elle
JIO Halllero poxzaeHus [2, 4].

TecTnpys noauMopdu3Mbl T€HOB, BBLIACHSA CHIIbHBIC
WIHN c1a0ble 3BeHbS CBOCTO [CHOMA, MBI MOXEM Y3HaThb K-
Kasl 11aTOA0THs U C KaKOH BEPOATHOCTBIO OXKHMIAET KaX10-
ro u3 Hac B Oyxyuiem. ABTOp 3HAMEHUTON MOAEIH ABYX-
cnupansHoii Monekyinnl JIHK naypear HoGenesckoii npe-
muu J1.[1. YorcoH Tak 06pa3Ho BeIPa3uJI 3Ty MbICJIb! «BBLIO
MIPHMHSTO CUHUTATh, YTO Hallia Cy/1b0a CKpbITa B HALIUX 3BE3-
nax. OHaKo Tenepb Mbl TOUHO 3HAEM, YTO OHA 3allHCAHa B
HallKMX reHax». TecTUpys I'eHbl, Mbl MOXEM 3ariIsIHYTh B
Hallly cyAb0y, OLEHUTH cadble U CHJILHBIE CTOPOHBI CBOE-
ro 310poBbsi. BaxkHO, OZHAKO, MOJUEPKHYTh, YTO I'€HETH-
4ECKOE TECTHPOBAHHE Aa€T BO3MOXKHOCTD TOJIbLKO BbISBUTE
MMEIOLMECS B TEHOME TEHIEHLMH K Pa3sBUTHIO Oyaylux
6one3Hel, MOBBILIEHHYIO YyBCTBUTEJILHOCTbL YEIOBEKA K
TEM HJIM HHbIM 3360HeBaHX/lﬂM, HO HE CTABUT OKOHYATEJIb-
Hblit narHos. Tem He meHee 3Toi HHPOPMALIMHK A0CTATOY-
HO, YTOObI UCXO/II M3 COBPEMEHHOro BpaueOHOIO OIlbITA
HAMETUTH IyTH HX paHHEeH HPOHIIAKTHKH.

[eHeTHyecKoe TeCTUPOBAHHE HACJIEICTBEHHOM 11pespac-
TIOJIOXKEHHOCTH YXK€ JOCTATOYHO LIMPOKO NPAKTHKYETCS BO
MHOTMX YaCTHBIX JabOpaTopusX U IMarHOCTHYECKHX LIEHT-
pax 3amazguoit Eponel u Amepuxu. Cosfanbl 60siblIHE KOD-
nmopauuu tuna Myriad Genetics (CIIA), Genogense
Diagnostics (ABctpus), Syona (BestikoOpuTanus) 1o npous-
BOJCTBY COOTBETCTBYIOIIMX JHAarHOCTHKYMOB M T€CTHPOBA-
HMIO 00pa3uoB, NpUCIaHHBIX 110 nouTe. [eHeTHueckoe Tec-

TUPOBaHME B LIEJIAX BBIABIGHHS HACJIE/CTBEHHOI mpeapac-
110JIOXXEHHOCTH K Pa3JIMUHbIM MyJIbTH(HAKTOPHATILHBIM O0J1e3-
HsM B PoccHM TONIBKO HauMHAETCs M [10Ka COCPENOTOUYEHO
JIMIIB B €IMHUYHBIX JTabopaTopusax CaHkr-IlerepOypra, Moc-
kBbl, Y1, Tomcka u HoBocuGupeka. Cnincox 6onesueit ¢
HaCJIECTBEHHO 11PeAPACIIOIOKEHHOCTDIO, JUIS KOTOPBIX Y)Ke
peaslbHO reHeTHUeCKoe TecTupoBaHue, B Cankt-Tlerepbypre
BKJIFOYAeT Oosiee 25 HO3OJIOTHH, B TOM YHMCJIe W Takue pac-
NPOCTPAHEHHbIE, KaK HILeMHYeckas 00JIe3Hb cepilua, caxap-
HbIH JuabeT, THIIEPTOHMS, PaK MOJIOUHOM JKeJie3bl, paK Jier-
KOTO, PaK IPEACTATE/ILHOM JKEJE3bl, HAPKOMAHHMS, OPOHXHaIIb-
Has acTMa, OCTEOIl0pO3 U HEKOTOpble ApyTrHe [6].

TEHBI CUCTEMbI JETOKCUKALNN

Jerpajanus 1 BbIBEJiGHHE W3 OpraHU3Ma BCeX HHOpPOJI-
HbIX BELIECTB (KCEHOOHOTHUKOB), BKIIHOYAs JIEKAPCTBEHHbIE
IIPENapaThl, OCYLUECTBIACTCS CHCTEMON 0COOBIX IeHOB —
reHoB MeTaboNn3Ma, paHee Ha3bIBAEMBIX I€HAMH ACTOKCH-
KallMH WIHM I'eHaMK «BHeWHel cpeys» {5, 20].

MMeHHO YTU reHbl, ToYHee MX NojMMopdHble BapHaH-
Thi, OTIPELEISIOT HHIHBH/yalbHble 0COOEHHOCTH PEeaKLnU
OprraHH3Ma Ha padjIM4yHble XMMHUYECKHE NpErnaparsl U IH-
uieBble NPOAYKTbI. [eHeTHueckne noauMophuimel (MyTa-
1IHH), KOTOPBIE IIPUBO/ST K IIOJIHOMY OTCYTCTBHIO COOTBET-
creyiolero 6eika, b0 K r10s8i1eHMI0 HEPMEHTOB € H3Me-
HEHHOH, Kak NpaBuio, Oojree HU3KOH, yeM B HOPME,
AKTHBHOCTBHIO M SIBJISIOTCS 1IPUYMMHON BBIPAXKEHHOH MHIM-
BHlyaIbHOI BapHabenbHOCTH peakuuMy OpraHui3Ma Ha Jjie-
KapCTBEHHbIE [IPEIAPaThl, MPOMBILLICHHBIC 3arpA3HEHH,
CeJIbCKOXO3ACTBEHHBIE siubl U np. [20, 22].

MHorouucieHHbIe JMUIEMUOIIOTHYECKHE HCCIeA0BaHUS
YKa3bIBAIOT Ha TO, YTO [PAKTHUECKH BCE LIMPOKO paclpocT-
paneHHble 3abosieBanus, BKIroyas 1noutd 90% Bcex pakos, B
TOM WJIM HHO# Mepe CBs3aHbl C HeOJIArONPHATHBIMY BHEILHH-
MH (haKTOpamu, CPEeAN KOTOPLIX BUHOE MECTO 1{PHHAIEKHT
KYPEHHIO W MPOJAYKTaM nuraHus. PaznuuHple XHMHYECKHE
TOKCHHBbI, BO3JEHCTBYs Ha OpraHu3M, MOI'YT IPOBOLHPOBATH
HauaJio 9THX 3abosneBaHuii. ['eHbl, JleTepMUHUPYIOILHE peak-
LMIO OPraHH3Ma Ha KaHLEPOre€Hbl H IK30TOKCHHbI, KOJUPYIOT
fesiku, KOTopble MO-pasHOMY B3aUMOAEHCTBYIOT ¢ KaHLIEpO-
reHaMu. [TooToMy B 3aBUCHMOCTH OT OCOBEHHOCTEH reHOMa
pasJiMyHble MHAHBUIYYMbI MOI'YT COXPaHSITh YCTOHUUBOCTD
WK, Ha06OPpOT, OOHAPYKUBATD TNOBBIILICHHYIO YyBCTBHTE/Ib-
HOCTb K 9THUM ITOBPEXKAAIOLIMM areHtam [22].

BoAbIWHHCTBO KCEHOOUOTHKOB, 110Ma/1ast B OpraHu3M, He
OKa3bIBAET 1PsiMOro BGrostornyeckoro d¢dexta, Ho BHauae
110JIBEPraeTcs paziMdHpIM NPEBPALLCHUSIM, TaK Ha3blBae-
Moii Guorpanchopmaunn. Bruorpancdopmanus kceHoOHO-
THKOB 3aBepluaeTcs MX BbIBEACHHEM M3 opraHusma. Kax
IIpaBUIIO, OHa npejcTaBisieT cob0il MHOroCTyIIEHYAThIH,
«KacKaJiHbl» 1polecc, B KOTOPOM OAHOBPEMEHHO WIIH 110-
O4epPeIHO YYaCTBYIOT MHOTHE QepMEHTh! AeTOKCHKaluH. B
Haubonee THMHYHOM BapHaHTe OuoTpaHcopMaLns caMbIX
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CosmecTHoe QyHKUMOHMPOBaHne Beex (a3 geTokcukadmm obecrnieynsaer
006e3BPEXNBaHNE AECATKOB ThICSY KCEHOBMOTUKOB BCEX XMMUYECKMX KNACCOB Y Pa3HbLIX
rpynn, BKIOYast KaHUEPOreHbl, MyTareHbl, TepaTtoreHsl, NecTuuuas!, NPOMbILLIEHHbIE U

CEeNbCKOXO3AACTBEHHbIE Abl, NuLeBbie ROOAaBKY, KPACUTESIN U T. 4.

Puc. 1. ®asbl demokcukayuu KCenobUOMUKO8

Pa3HbIX KCEHOOHOTHKOB IPEJCTaBIeHA TPEXITANHBIM [pO-
ueccoM (puc. 1), Brmodarommm aktuBauuio (daza 1), xe-
TokcHkalmio (¢asa 2) u BeiBeaeHue (dasa 3) [2, 22].

[ensl, xogupyoume GepMEeHTHI IeTOKCHKAIIMU, XapaK-
TEPUBYIOTCA 3HAYUTE/ILHBIM MOTUMOPGHUIMOM NEPBUYHOM
MOJIEKY/ISIPHOH CTPYKTYPBb!, OOHAPYXKUBAIOT CYLLLECTBEHHbIE
HOIYALMOHHBIE, STHUMECKHUE U PACOBbIE BAPUALIMH, CBA3aH-
HbIE C HCTOPHYECKUMH CIOKHBLUIMMHCA TPAAULIMSIMH, pa3-
JIMYMAMU IPOIYKTOB NUTAHHUA, FeOrpaduaeckoi cpeipl 0ou-
TaHUA, JMUASMUAME MHGEKUHOHHBIX 3aboneBaHuil U np.
[13, 22].

Puck xaxaoro 3a6osneBaHus WK NaTOA0rHYECKOIO CO-
CTOSIHUSI BO3PACTaeT NMpH HeOGIAronpUATHBIX COYETAHHUAX
(YHKIMOHAJILHO HETIONHOLEHHBIX BAPMAHTOB HECKOJIBKHX
reHoB, obecrneyuBaOMUX pasHble asbl JETOKCHKAUMH.
370 no3BonseT 00bEAUHUTD UX B TPYIIILL, Haubomee noi-
HO Ha CErofHsUIHUI JIeHb XapakTepu3ylolliue NnatoreHes
TOrO WJIM HHOTO 3aboseBanus. THIMYHBIMH MPEACTABUTE-
nsiMu Gasbl 1 ABNAIOTCS FeHbl CHCTEM LIMTOXPOMOB U M-
ponas, Gasel 2 — rexsl ceMeiicTsa TpaHchepas (IIHOTaTH-
oHTpaHcdepaspl, cynbhanunTpancdepassi, aueTHITPAHC-
depasbl 1 1p.).

Meuorue yactble 3a00NeBaHus MPOBOLMPYHOTCA Heba-
FONPUATHBIMU COUYETAHUAMH T€HOB AECTOKCUKALIMH, TOYHEE

HATMYUEM B OpraHn3Me (PYHKIHOHAILHO HEHOIHOUEHHBIX
BapHAHTOB 3THX I'€HOB, KOTOPbIE NPHBOJAT K CHHTE3y W3-
JIMIIHE aKTUBHBIX MJIM, HA00OPOT, UTO BCTpedaeTcs uvallle,
(yHKIMOHANBHO ociabneHHbIX GOpM Takux GepMeHTOB.
PoJib reHOB CHCTEMBI JI€TOKCUKALMU B IIPOBOKALUM He-
KOTOpbIX paclHpocTpaHeHHbIX Oojie3Heill, B TOM YUCIEe U B
aKyLLEPCKO-THHEKOIOTHYECKOI [1aTONIOTUH, TIOAPOBHO U3y-
yaeTcs B J1abOPaTOPHIIX aBTOPOB yXKE B TEUEHUE MHOTHX JIET.
PaccMOTpUM OCHOBHBIE PE3yNBTaThl ITUX HCCIIEAOBAHHIA.

SABOJIEBAHUA, ACCOLNNPOBAHHBIE
C TOSIMMOPOHLIMU BAPUAHTAMU EHOB
CUCTEMbI JJETOKCUKALIIN

Ondomempuosz -— opHO u3 Haubosiee paclpocTpaHeH-
HbIX EHCKHUX 3a0oneBaHui, KOTOpbIM cTpaaatt or 10 mo
55% Bcex sxeHuuH. [ToMumo BbipaxkeHHOro 601€BOro CHH-
JpoMa, 00JIe3Hb HEe PEAKO BeleT K OeCIUIONUI0 M MOXET
OCJIOXKHATBCA 3NMOKAYECTBEHHBIM [1EPEPOKAECHHEM IKTOIHU-
YECKH PACMONOKEHHbIX OCTPOBKOB leliMyalbHOM TKaHu. B
CEPHH MCCIIEAOBAHMIT HAMU ObUTO YCTaHOBJIEHO, YTO DHIO-
METPHO3 Yallle Pa3BUBAETCSA Y HKECHIIMH C HYJICBBIMU aJUlelib-
HbIMH BapuaHTaMH reHoB a3sl Il neToKcHKauuy roTaTu-
ontpanctepasst Ml u Tl (GSTM1 0/0 u GSTT1 0/0) B co-

*® JKoJ102uUdecKan cenemuKka TOM I Ne 0 2003

ISSN 1811-0932




OKOJIOTHYECKAA I'EHETUKA YEJIOBEKA

25

yeTaHuu ¢ MmeuleHHod Qopmoil N-anetuntpaHcdepassl
(NAT-2) [11, 17, 18]. BaxxHO OTMETUTH, YTO B OTAEIBHOC-
TH NOJIOKUTENBHYH aCCOLMHALMIO C JHAOMETPHO30M 00-
Hapy>KHBall ToJIbKO HyneBoi BapuaHT rena GSTTI1. Bmec-
TE C TEM IIPH COYETAHNY B P'EHOTHUHE WKEHIUUHBI HYHKIUHO-
HAJIbHO HENOJIHOLICHHBIX ajulelleil cpa3y ABYX pa3iMyHbIX
renos Merabonuszma GSTT1 u GSTMI unn GSTTI u
NAT2, BeposTHOoCTs GoNle3HH Bo3pacTaeT B 4 1 faxe B 10
pa3 cootBeTcTBeHHO [11]. JlanbHelmue uccneaoBaHus
[IOKA3a/4, YTO XKEHIIHMHEE ¢ HeOIaronpUATHBIM F€HOTHIIOM
HE TOJNBKO UMEIOT Gosblie aHcoB 3a00/1eThb, HO UX Jeue-
HHE ¢ IIOMOIIbIO TOPMOHAJIBHBIX U UMMYHOMOIYNUPYIO-
LMX [IpenapaTos MeHee 3G GeKTHBHO, ueM GOJIBHBIX C HOP-
MaJIbHBIMU BapUaHTaMH ITUX Xe reHoB [17].

Takum 06pasoM, TecTuposanue reHoB (assl 11 cucremsl
netoxcukauud GSTMI, GSTTI n NAT2 moxeT paccmar-
PHBATBCA HE TOABLKO KAK METOJ BBISBJICHUA SKEHILHH C Ha-
CIIEICTBEHHOH NPeIPacrioOKEHHOCTBIO K ITOMY THXENO-
My 3ab0NeBaHKIO, HO 1 KAaK METOJ] NPOrHO3UPOBAaHHUS pe-
3yNbTaToB 3QGEKTHBHOCTY TOPMOHOTEPANHH U BBIPAbOTKH
CTparerui MeINKaMEeHTO3HOH Tepaluu.

BoicokonocroBepHast koppensuus (QyHKLUHOHAIBHO He-
GnaronpusTHeIX ajuieneit reHoB aeroxcukauuu (GSTMI,
GSTT!) ycranoBneHa B OTHOLIEHHH TAKOIO YacTOrO H TH-
J&eyoro 3aboneBaHus, Kak OpoHXUanbHas act™a [21] u 14-
KeJbIA XpoHndeckuit 06TypauuonHsiit 6ponxur [19]. Tak,
coueTanue Hynesbix redotunos renos GSTT1 u GSTMI
cpeay 6OIBHEBIX aTOMHYECKOH OpOHXUANILHON acCTMOMH BCTpe-
yaeTcs B 4 paza yallle, YeM B Cpe/IHEM Y HaCeJIEHNs CEBEpo-
3ana/Horo peruoxa Poccuu. Kak nokasbIBatOT Halin KCCIIe-
JOBaHHUsA, pUCK 3a001eTh OpPOHXMAIBHON acTMOH y nun €
renorurnom GSTM1 0/0-GSTT1 0/0 nouru B 7 pa3 Beille,
yeM B cpejiHeM B nomyasinui. YeTkas accounanns GyHKIM-
OHAJILHO HETOJIHOLEHHBIX aJlIeicil TeHOB CUCTEMBI JETOK-
cukauuu, ocodenno reroruna GSTT1 0/0, ¢ atonnyeckoit
GpoHXHaIEHON aCTMOIl MOATBEPK/EHA B UCCIIEA0BAHUAX H
apyrux aeropos [10]. Hannmuue crone BbICOKOH MOJNIOXKH-
TEJbHOH KOPPEIALIIH OTKPBIBAET pealibHble BO3MOXHOCTH
JJIst IPEANKTUBHOIO TECTHPOBAHHUA TOro 3aboiepauus y
JeTeil B CeMbsiX BBICOKOIO pucka. PaHHee JOCHMITOMATH-
4ECKOE BLISABJICHUS TAKUX HOCUTEJIEH OTKPBIBAET LIMPOKHE
[epCIEeKTHBEI 1t 3 deKTHBHOH NPOQHIaKTHKM ITOTO Tsi-
’eJoro 3a001eBaHus.

Hawp HaGnioaeHus TakKe [0Ka3bIBAKOT, YTO COYETaA-
HHE B FEHOME CPa3y HEeCKOJIBKUX HYIIEBBIX aJLIENbHbIX Ba-
puantos GSTM1 0/0; GSTT1 0/0 ¢ meaneHHo# popmoit
aneHTapHoi nirotaTnortTpaHcdepassl (GSTP1) Berpe-
yaeTca B 3 pa3a yaule y KEHIMH C TPUBLIYHBIM HEBBIHA-
[IMBaHHEM, KOTOPbIM cTpafaT 10-25% Bcex KeHUIMH
[7]. TIoaToMy y GECIIIOAHBIX CYNPYKECKHX Hap, cTpala-
IOIMX TIPUBBLIYHBIM HEBBIHALIMBAHHEM, LENECO00pPasHO
HapaLy ¢ ApPyrUMU 1a00paTOPHBIMH M KIIHHUYECKUMU Te-
CTaMy MPOBOANTH 2HANU3 AJUIEJILHBIX BADHAHTOB IEHOB
CUCTEMBI IETOKCHKALIHH.

HUHTepecHo, 4T0 noiuMopdhu3M resa IianecHTapHOH
¢dopmbl nmoraruortpancdepasst (GSTP1), coracHo Hamum
Ha0/IroACHUAM, OOHAPYXKUBAET NOJIOKHTEIBHYIO accolua-
UMIO HE TOJBKO C MPUBBIYHBIM HEBBIHALTHBAHHEM, HO H C
pa3BuUTHeM recro3oB. Hapsajy ¢ ApyrumMH reHamu, cocTas-
JSIOLIMMH FEHHYIO CETh 3TOH TDKEJION aKyllepCcKOH I1aro-
norun (ACE, eNOS, PLAT, PAI-1, TNF-), ero ueiecood-
PAa3HO TECTHPOBATH [UIA BBISBJICHHUS JKEHIIMH I'PYII IOBhI-
ILIEHHOI'0 pUcKa rectosa [15].

YCTaHOBIIEHO, YTO Y KYPHJIBLIMKOB C JCTICIUAMH B Te-
Hax GSTMI1 u GSTTI u, Kax CcleIcTBHE, C OTCYTCTBUEM
5TUX (PEPMEHTOB, PUCK 3a00JIE€Th PAKOM JIEFKUX IPHMEPHO
B 3 pasa BblILE 0 CPABHEHUIO ¢ KypHIIbIMKamu Ge3 nedu-
MTa 3THX (hepMEHTOB. Y HUX K€ [IOYTH B 4 pa3a BbILIE PUCK
LMppO3a NieueHu Ha (GoHe ynorpebaenns anxorond. Eie
Boiile (o4TH B 20 pa3) pUCK paka MOJIOYHOM XKeJIe3bl Y Ky-
pamux xeHiud ¢ geduunrom GSTMI n meanenHoi gop-
Mol N-auerwnrpatchepassl (NAT- 2).

Bce 5Tu HaBIONEH S CBUAETEILCTBYIOT O TOM, YTO (ak-
TOPbl BHEUIHEH CpeAbl HIPAIOT BaXXHYIO POIb B OTHONOTHH
TAKHX 9aCThIX COLMANLHO 3HAYMMBIX 3a00JIeBaHMi, KaK 3H-
JOMETPHO3, F€CTO3bI, XPOHHYECKU 00TYpallHOHHbIH OPOH-
XHT M IPUBBIYHOE HEBHIHAIIUBAHHE, LIUPPO3 IIEYEHH, PaK
JIETKMX U MOJIOYHOH >kene3sbl. TECTUPOBAHUE COOTBETCTRY-
IOLIUX TE€HOB [103BOJISIET HE TOJLKO BbISIBUTE JIUIL C TIOBBI-
IIEHHBIM PUCKOM 3THX 3a00JIeBaHHiH, HO U OIITUMHU3UPOBAT
CTPATEruIo UX JEUEHHS.

B 3aknoueHMe 3TOro pasjena clieayer obpaTuTh BHU-
MaHHE Ha TO, YTO COIVIACHO HAallMM JaHHBIM CPEAH Hace-
nenns Cesepo-sanaanoro pervona Poccun u Canxr-Ile-
TepOypra 4acTora JuL ¢ 3aBeJOMO HEOMAroNPUATHBIM CO-
yetaHHeM anneneil cucreMmnt aerokcukanuu (GSTTI,
GSTMI, NAT2s) cocrasnser okono 7-10%. B csere pac-
CMOTPEHHBIX [JAHHBIX CKJIa/BIBACTCS BIIEYATIIEHHE, YTO YXKE
ceituac uenecoo6pasHo MPOBEACHUE MAcCOBOI0 MeHETH-
4ECKOTO TECTHPOBAHUS HACEIEHUS B 111X BHIABICHHUA UL
IPYII HOBBIIEHHOIO PUCKA BCEX BbILIENIEPEYUCIICHHBIX
3abonepannil. Ix cBoeBpeMeHHasA, 10CHMIITOMaTHYECKas
MpoduIaKTHKa KaXeTcst J0CTYNHOH u onpasaanHoi. Ox-
HAKO peaJyipHas CUTyanus HC NpeUACTABIACTCA CTOJIb OAHO-
3HauHOM. MBI BEpHEMCS K €¢ PACCMOTPEHUIO B 3aKJIFOYH-
TeaLHOH yacTu ob3opa.

[EHbI, OTBETCTBEHHBIE 34 [TPOYHOCTH KOCTEU

[IpouHOCTb KOCTHOI TKAaHU B 3HAUYMTENBHOIH Mepe 00yc-
JIOBJIEHA cofepkaHueM coselt kansund. Hapywenue Mute-
palibHOM IJIOTHOCTH KOCTGH BENET K TAKEIOMY H BEChMA
yacToMy 3aboneBanuto — ocreonoposy. [lo cpoeit Meau-
LIMHCKOH 3HAYMMOCTU OCTEONPO3 3aHHMACT YETBEPTOE MEC-
TO cpeAn HeuH(eKIMOHHBIX 3a00IeBaHUHI [I0CTIE CEPACHHO-
COCY/IMCTOH, OHKONOrMYecKoii ntaTooruu 1 auabera. [lore-
ps MHIT He pefiko cONpoBOX1acT MHOTHE NIATOJOTHYCCKUe
COCTOSIHHSL OpPraHu3Ma, 3aKOHOMEPHO Pa3BUBAETCA 110CIE
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OTepalMi, CONPOBOKIAIOIINXCH YIAIEHHEM SUUHUKOB. SIB-
JIACTCS CEPHE3HBIM OCIOKHEHUEM 3/I0POBBS KOCMOHABTOB
TIPH JTIUTETIBHBIX KOCMUYECKHX [TOIETaX.

MunepanbHasi INIOTHOCTE KocTHO# Tkann (MITKT), xak
M pa3BUTHE BCEH KOCTH, 3aBUCUT OT (DYHKIIMH MHOTHX Te-
HOB, T. €. TeHHas CETh OCTEOIIOPO3a, PABHO KaK U Mopdore-
He3 KOCTHOW TKaHM BechMa crtoxkHa. Hamu u3yuensl momu-
MOPQU3MBI TPEX OCHOBHBIX '€HOB, NIPOAYKThI KOTOPBIX
UTPAIOT BAXHYIO POJIb B METAOOMII3ME KOCTHOI TKAIH, a
MMeHHO: reHa anbda [ uenn xomnarena Tun 1 (COL1AL1),
rena perenropa sutamMuna D (VDR-3) n rena peuentopa
kanbpuutoHnHa (CALCR) [14]. PesynbraThl HAlIBX Hecne-
JOBAHUH NOKA3LIBAIOT O€3YCIIOBHYIO ACCOIMALHIO PYHK-
UUOHATEHO ochabiieHHbIX aiieneil renos COLIAL u
VDR-3 ¢ yposHem notepu MITKT. Cnenan BbIBoJ, UTO
TECTHPOBAHHUE NOIMMOPGH3MOB ITHX TelOB 3300 J10
HACTYIUTCHUA MEHOTIAY3bI Y )KEHIIIMHBI U IIPEKJIOHHOTO BO3-
pacta y MyKUYMH II03BOJIAET ¢ GONBLIOH BEPOATHOCTHIO BBI-
SIBUTB JIUIL C HAC/EICTBEHHOH BPOXKICHHOM NPeapaciono-
KEHHOCTBIO K OCTeoNopo3y. MMeHHO Y TAKMX HHIHBH/IOB,
COTJIACHO HALIUM JaHHBIM, BEPOSITHOCTE OCTEONOPO34a B
10-15 pa3 Boime, YeM B cpesHeM B nomyaauuu. [Tpunu-
Mast BO BHUMalMe, 4To B cpeaiieM 3—10% Bcero nacene-
HUA CEBEPO-3ana/IHOTO pernona PP umerot Hebnaronpu-
ATHOE COUETAHHUE MOTTHMOP(PUIMOB ITHX F€HOB, UMEHHO Y
HUX IIPOQUIIAKTHKY OCTEONOPO3a ClIeAyeT HAYHHATD 3a-
JIOJIFO JI0 MOABNEHHA IIEPBBIX CHMIITOMOB 3a60/1€BAHMUS.
Ilo-BuaHMOMY, allIeIbHBIE BAPHAHTBI FEHOB HEOOXOXH-
MO YUHTLIBATE U IPH OTOOpE KAHAUIATOB [UIS JUTHTENb-
HbIX KOCMHYECKUX OETOB.

TEHETUYECKUW NACTIOPT

B Hacrosee BpeMsi BO MHOTHX JHATHOCTHYECKHX LIEHT-
pax Poccuu yxe WHPOKO IIPHMEHSIFOTCS MOJIEKYJISIPHBIE Me-
TOIBI B LUEIAX AMATHOCTHKY FeHHBIX OOJIE3HEl, BBISBICHHA
TeTePO3UIOTHOI'O HOCHTENLCTBA MATOIOTHYECKHX MY TALMII B
CEMBSIX BBICOKOT'O PUCKA, T JOCHMITTOMATHYECKOI arHO-
CTHKH Oone3HeH ¢ no3aHeit ManupecTaliei 1 s Heseit re-
HOMHOH JAKTHIIOCKOIHH (HaeHTH(HKaIy maHocTH). Hocre-
TIEHHO HaOMPAET CIITY H FeHETHUECKOE TECTHPOBAHHE B PAM-
KaXx IIPeIUKTUBHON MeULIMHEL QUeBHIHO, YTO B Pe3y/ILTaTe
9THX aHAJIM30B ITPOUCXOAUT HAKOTUICHHE FeHETHUECKHX JIaH-
HBIX K&K O TEHOME OT/IEIBHBIX HHAMBHIAYYMOB, TAK 1 O IETBIX
CEMbSIX, TO €CTh IIOCTEIIEHHO (POPMUPYIOTCS MHANBUAY AlILHEIE
u cemelinble 6a3u1 JJHK-nannbix. Takas 6aza JJHK-gamsx
U MOXET pacCMaTpUBAaThCS KAK «TCHETHYECKHI MACTIOPT».
Nndopmanyst, conepraliasics B 3T0M MOUCTHIE YHUKATEHOM
JIOKYMEHTE, TOJDKH2 [TOMOYb H30€KaTh JKH3HEHHBIX KO/IIH-
3Hid, CBA3AHHBIX C HTHOPUPOBAHHEM MHIMBHAYAIILIBIX OCO-
OeHHOCTeH reHoMa, TO ecTh CBOei HacneacTBenHocTH. OHa
TIO3BOJISAET IOJIHEE PEAUTH30BATE BPOXKICHHbIE [eHETHYECK e
CIIOCOOHOCTH M NPEACTABIAET HECOMHEHHYIO LIEHHOCTD

Ui OTOMKOB. Takad HHGopMaLMs MOXKET pealibHO Mo~
MOYE YEIOBEKY KHTh B TAPMOHHH CO CBOUMHM TFeHAMUY.
Ona MoxeT GBITh TOJIE3HOH T Bpayeit He TONIbKO B pas-
paborke 3pHeKTUBHBIX Mep NPOPUIIAKTHKH, HO U TIpH
BBIOOPE ONTUMANIEIOH CTPATETHH JIEYEHHA MHOTHX TSIXKe-
JBIX 32007eBalui.

[ToBceMecTHOE BHEIPEHNE B COBPEMEHHYIO METHIIMHY
METOIOB MOJIEKYJIAPH O TUATHOCTHKH Y3Ke CIIEIAII0 pealb-
HOi1 MJIEF0 TEHETHYECKOT O NAacropTa. B Toit unu unoit pop-
M€ OH yXKe CyIIEeCTBYeT de facto. [Ipy 3TOM UHCIIO reHeTH-
YeCKHX TECTOB, COCTABIIAIOILMX €10 OCHOBY, YK€ TOCTUTaeT
100 1 mpoxomKaeT GBICTPO YBETHUUBATHCH.

BaxHO OTMETHUTB, YTO FeHETUYECKH I HACTIOPT B CBOEM
MOIHOM BApHAHTE JOJBKEH BKITIOYATD PEe3yBTATHI HE TOIE-
KO HCCIENOBAIHS TEHOB «IIPETIPACITIONOKEHHOCTHY, HO U
TECTHPOBAHHS 6ECCHMITOMHOTO HOCHTEIBCTBA My TALU I
reHOB HaboJiee YacThIX HACTIEICTBEHHBIX OomesHel (re-
MODUINSA, MyKOBHCIN 103, PEHUIKETOHYPUSL U MH. IP.).
Kpowme Toro, Takoit nacnopT qomkeH cofepKats uubop-
MALHIO 0 KAPHOTHIIE NAIIMCHTA, @ TAKKE €ro YHUKAIbHBIN
reHeTHYeCKHH HoMep. B HacTosIIIee BpeMs AHATHOCTHYE-
CKHE BO3MOXHOCTH CYLLIECTBYIOLHX MOJICKYIIAPHBIX J1a60-
paropuii 1 uentpos Poccun, B Tom yncne n Caukt-Ilerep-
Oypra, IO3BOJIAIOT 0OECTIEYUTD JIOCTATOYHO MOJHAI HAGOD
TaKUX FeHETHYECKHX TeCTORB [6].

He Tpyamno npeasuiets, 4To yxe B Omnkaiiem 6yay-
LIEeM TAKOIl TeHETHUECKUIT TACTIOPT MOXeT 06pecTH MpaBo
IPaXANCTBa, 4 FEHETHYECKOE TECTUHPOBAHHE CTAHET CTOJb
K€ OOBIIEHHBIM U IIOMYISIPHBIM, KaK U JIIOObIE APyTHE 1a60-
PAaTOpHBIE aHANN3EI (HAIIPUMED, OIIpeeNIeHHe IPYIIIIbI Kpo-
BY, pesyc-hakTopa, Hannune HHGeKUHH 1 np.).

B kakoM xe Bo3pacte clienyer noayMathb o coGCTBEH-
HOM reHeTH4eckoM nacrnopte? CorltacHo peKOMEHIAIIHSIM
BO3, reniernueckoe TeCTUPOBAHUE TOIKHO TTPOBOAUTHCS
€ Y4ETOM 100pOBOJIBHOTO, CO3HATEILHOTO COTHACHS TeC-
THpyemoro. MopManbHO 3TO O3HAYACT, YTO BaXKHas reHe-
THYecKast HHPOPMAIHs MOXKET OBITh MTOJTYyYeHa CPABIIH-
TEIbHO T03IHO, KOT1a e€ MOJIC3HOCT [UTS TECTHPYEMOT0 U
ero 6IIM3KHUX POACTBEHHHKOB YiKe B 3HAUNTEIBHON Mepe yT-
pauena. Onnako, IpUHHUMAst BO BHUMaHHUe ee 3HAUeHHe A5
30pOBbs pedeHKa, TapMOHUYHOT0 (POPMUPOBAHHUS €TI0
JIMYHOCTH, PALIMOHANIBHOTO NUTaHHS, 3O (HEKTUBHOTO 06-
paszoBalus, CIIOPTUBIIBIX 3dHATHIL, ONTHMANBHOM po -
OPHEHTALMH U IIP., COCTABIEHUE TAKOTO TeHETHYECKOTO
HACMopPTa YK€ B pPAHHEM BO3PACTE CETO/THS KAKETCS BIOIT-
He OIPaBAAHHBIM,

Henbsa uckatounTs, 4To 1o Mepe pelieHs STHYECKUX U
COLHAJIBHBIX IPOOIIEM, CBA3AHIIBIX C UCCIIEMOBAHUSAMM I'e-
HOMa YeNTOBeKd, TeHeTHYECKOE TeCTHPOBAHHE OYIET NPOBO-
JUTBCS 3HAUUTEBHO YAl U B foNee paHHEM BO3pAacTe, 4eM
PEKOMEH/YeTCS B HACTOSIIICE BpeM.

He moxeT, 01HaKO, BEI3BIBATE BO3paXKeHUIT cOCTaBIIC-
Hle TeHeTHYECKOr D NacnopTa Moboro oGpeMa mocie 10-
CTHXEHHS CO3HATEIIFHOTO BO3pacTa. Y ke ceituac Bce 6o-
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Jiee NONYJIAPHOH CTAaHOBUTCA Mjlesl TeHETHYECKOTO TeCTH-
poBaHus Ui OyAyLIHX CYNpYroB, CIIOPTCMEHOB-Tpodec-
CUOHAJIOB, JIIOAEH 3KCTPEMaNIbHBIX NPOQECCHid U JIULL, IPO-
CTO 3aMHTEPECOBAHHbLIX B MH(POpPMALUH O COOCTBEHHOM
redome. Cepbe3Ho oOcyxaaercs Gonpuias MpaKTHYECKas
3HAYMMOCTb EHETHYEeCKOro macnopra OepemeHHoOl, Ha-
3BaHHOI0 HaMH «['eHeTHYECKOM! KapTOH PENPOLYKTUBHOIO
310poBesa». KapTa paccunTaHa Ha CEMBIO, IUIAHHPYIOILY IO
pebenKa, b0 Ha KEHLHHY PaHHUX CPOKOB OepeMeHHOC-
TH. BapHaHT reHeTHueCcKOH KapThl, y>Ke NMPUMEHAEMBIH B
HUU AT um. [1.O. Orra PAMH npusene Ha puc. 2. Bax-
HOE MECTO B HEH, KaKk U B «OOILErpak JaHCKOM» I'€HETH-
YEeCKOM IaclopTe, OTBOAUTCA TECTHPOBAHHIO I'€HOB CHC-
TeMbI AeTOKCHKaLuu [3].

HanomHnM, 4TO MakcHMasjbHash MONb3a OT IeHeTHYe-
CKOr0 mnacropra (reHeTUYecKoH KapThl) MOXKET ObITh I0O-
Jy4eHa TOJILKO B TOM CIIy4ae, €CJIM I'€HETHYECKOE TECTH-
poBaHUe OyIeT 3aBepUIaThCs MOJHOLCGHHON KOHCYJbTallU-
€il BBICOKOKBaIM(pHIHPOBAHHOIO CHEUHANUCTA N0 MEIAH-
UMHCKOI reHeTHKe BMECTE ¢ ceMeiiHbiM BpauoM. Mx
PEKOMEHAALMH JOJIKHBI KacaThCsl He TONBKO KOHKPETHOH
[aTOJIOIMU, HO HOCHUThL 3HAYMTENLHO Oosee pa3BEepHYTHIH
XapakTep, co/epxkaTb MHGOpPMaLIo, HEOOX0 MMy M
MakcUManbHO d(QPEKTUBHON IOJHOLEHHOH 1 320pOBOH
TBOPUYECKOM JXH3HU TECTUPYEMOro. B cirydae ycraHOBIICHUA
$aKTOB HAC/IeICTBEHHOH MPEpaCIIOIOKEHHOCTH K TOMY
WK HHOMY 3a00J1eBaHUI0 0COOCHHO BaXKHBIM 11PE/CTaBIIA-
eTcs pa3paboTka KOMIIIEKCa KOHKPETHBIX PEKOMEHIauui
TS TECTHPYEMOTO, €ro JIeYalllero Bpaya, a TakxKe JeueOHo-
NpoGHIIAKTHYECKUX MEPOIPHITHH MO NpeA0TBPAILEHHIO

pa3BuTHa 3aboneBaHusA. K coXxaleHUIO, HMEHHO 3Ta 00-
JacThb MPeJIUKTUBHON MEAUIIMHE] IOKA OCTAETCA HAaHMEHES
H3yueHHON. TexHuueckue BOIMOXHOCTH I'€HETHYECKOIO
TECTHPOBAHUSA CErO/IHS [TOKA CHIILHO ONEPEKAI0T BOSMOX-
HOCTH NOJHOLEGHHOIO KOHCYJIbTHPOBAHUS.

[Mocneanee 00bACHASTCS HE TONBKO OTCYTCTBHUEM IIOA-
TOTOBJIEHHBIX CTIEHHAUCTOR, HO, [IPEXIE BCETO, HeoOX0aU-
MOCTBIO ITONY/IALMOHHBIX HUCCIIEAOBaHUI, JOKa3bIBAOLINX
JIMArHOCTUYECKYIO LIEHHOCTh TECTUPYEMBIX [€HHBIX I10JIH-
mMopdhn3mMoB.

Baskeiiliyio nmoMotlpb 1IPakTHKYIOIMM BpadaM B Hpa-
BUJIbHOU HHTEpIPETalMH PE3Y/ILTaTOB IFEHETHYECKOIO TECTH-
POBaHUSI MOXXET OKa3aTh HaJIMUHE CIELMaTbHON KOMIBIOTE-
PH3UPOBAHHOM IIPOrPaMMbl, CyMMHUPYIOLIEN YKE H3BECTHEIE
PE3yJILTAThI IPEIUKTHBHON MEIMLIMHBI U IPe/ylaratoLeH an-
FOPUTMbI IPOPUIIAKTUKH HanboIee HacTbIX MyAbTHHAKTOPH-
anbHbiX GonesHedl. B Hacrosilliee BpeMs MOArOTaBIHBAETCA
pycckast Bepcus Takoil mporpammst [4].

SAK/TIOHEHNE

Cpe;m APYIUX TE€HOB, OUPEACIAIOLIMX ITOBBILICHHYIO
HYBCTBHTECJIILHOCTH 4Y€JIOBEKA K PA3JIMYHBIM 3360HeBaHI/I}IM,
Ba)KHOC MCCTO NPUHALJICKUT I'€HaM CUCTEMBl NCTOKCHKA-
UMM, YUUTBIBAS UX YHHUBEPCAJIBLHOCTH B IIpOLECCaX HHAKTH-
BalK KCEHOOHOTHUKOB H DHIOT€HHBIX TOKCHHOB, BaXXHYIO
pOJIb B TPAHCIIOPTE TOPMOHOB H APYI'HX IIPOUECCAX KICTOY-
HOTO MCTa60ﬂM3Ma, TECTUPOBAHUE AJUICIBHBIX BapHAHTOB
JTHX I'€HOB MOMKeT OBbITb PEKOMEHAOBAHO IPpH CaMbIX pa3s-
JIMUHBIX MATOJIOIHYECKUX COCTOSHUAX. OHO HECOMHEHHO

lon poxaenns —
HauwmoHansHOCTL —
Kapwuortun
Aunarnoctvka
reTepo3nroTHoro Meauko-reHeTnyeckoe
HOCUTE/ILCTBA: KOHCY/IbTUPOBaHNe
MYKOBUCUMAOS; Cyrpyxecko napsi
mMrnoancTpopus
Lowenna;
remopunus A; Csegenusi o cynpyre:
QEeHUIIKETOHYPUS; 1. Kapnorun.
afpeHOreHNTanbHbIA 2. Tectol HA reTeposnroTHoe
CUHAPOM; HOCUTE/ILCTBO MyTauni
crnvHanbHas Hanbonee 4yacTbix
MblLLIEYHasA atpodus MOHOreHHbiX 60ne3He

KoHcynbTaumy reHeTvka v akylepa;
uHdopmauma 41 Bpaqa u 6epemMeHHoH,
BLIPaboTKA TAKTVKY BefeHUs 68PEMEHHOCTY
npaKTNYeCcKne PEKOMEeHAaLNN

TecTupoBaHue HACNeACTBEHHOH
«NMPeapacrofoXeHHOCTH»
HepacxoxaeHyie XxpOMOCOM B MeA03e:
Bub-1; MTHFR; MTTR,;
OHpomeTpnoa: GSTM1; NAT-2;
MpuBbIYHOE HEBLIHALINBAHNE!
GSTM1; GSTT1; GSTP;;
lecroanbl: GSTM1; GSTT1; GSTPi;
MTHFR; PAI-1; eNOS; ACE; PON; GP-1;
Bapuko3Hast 601€3Hb:

GP-llia; FV; MTHFR; APC;
MporHos ¢eronnaleHTapHON
HEeQOCTaTOYHOCTHN!

MTHFR; MTTR;

Hedexrsl HepBHOHA TPYOKM:
MTHFR; MTTR,;
Ocreonopo3: VDR3; COL1A1; CALCR;
Jnabet: HLA DR v DQ (DR3 1 DR4)
Mic-A; VDR-3
YyBCTBUTENLHOCTS K UMTOMEranoBnpycHowi nngexymi: Cmv
YerosiunsocTs kK Buy nHpekunn:
32delCCR5;
OnpepgeneHve Rh-npuHaanexHocTv naoaa

Puc. 2. Tenemuueckas kapma penpooykmugHo20 300poebs
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IKOJIOI'MYECKAA TEHETHKA YEJIOBEKA

MOKA3aHO B IIONYJSILMOHHBIX UCCIISAO0BAHHAX HPH OLICHKE
TOKCHYECKOr0 CHCTBMSA Ha 4eI0BeKa BPEMHBIX JKOJIOIH-
YECKUX (aKTOPOB, B 0COGEHHOCTH NIPOMBIIIICHHBIX U
CEIbCKOXO3AUCTBEHHBIX SA0B, OLUEHKH 0COOEHHOCTEH UH-
AMBHYallbHOH 4yBCTBUTENIBHOCTH K JIEKAPCTBEHHBIM Mpe-
naparaM, BEIGOpa ONTHMAJIBHON CTPAaTErHH MeIMKaMeH-
TO3HOM Tepanuu. BMecre ¢ TeM 10cTaTOUHO BBICOKAS Yac-
TOTa PYHKUMOHAILHO HENOIHOUEHHBIX BAPHAHTOB 3THX
TCHOB B [IOMYJIALXHA HABOAUT HA MBICIbL O HATTMUUH KAKUX-
TO OINPEAENEHHbBIX BOMIOIHMOHHBIX MPEUMYIIECTB UX I10-
nuMopdusma s genoBeka. B gactnoctu, Hanpumep, Go-
nee 5¢dexTHBHAA Tepanus psfa 3aboseBanuii (kpome IH-
AOMETPHO3a) MPU OTCYTCTBHH HEKOTOPBLIX (EPMEHTOB
asbi 11 cUCTEMBI IETOKCHKALIMH B CBA3H ¢ GOJIEe [UTUTE -
HbIM NPeOBIBAHKEM METAbOMIYe CKH aKTUBHBIX Gopm dap-
MmmnpenaparoB B opraunsme. Hecmorps Ha onpenenenssie
PaCOBEIC M 3THUYCCKHE Pa3iuMyus, B NONyIALUAX, Gesyc-
JIOBHO, CYIIECTBYET ONpPEAENeHHbIH c0aiaHCUPOBAaHHbIH
IONMMOP(HM3M PA3IUYHBIX aJlleed (BApUAHTOB) I'EHOB CH-
CTEMBI JIETOKCHKAUNU. TouHbIE HPUYMHDI, IOAAEPKUBAIO-
IHE TAKOE PABHOBECHE, TPEOYIOT JlabHeMLIero H3ydeHus.
[lonygennsle pe3ynbTaThl MOTYT MMETh HE TONBKO BaXKHOE
NPaKTHYECKOE 3HAYEHHE, HO M IIPEJCTABIAThL CyLIeCTBEH-
HBIA MHTEpEC 1A QYHAAMEHTANBHON HAYKM — 3KOJIOTH-
YECKOH IeHETHKH. B HacTosilee BpeMsi HaMU yke IPOBO-
JATCS HCCIENOBAHUA 110 CPABHEHUIO 4aCTOT QYHKUHOHAb-
HO HEGMAroNPUATHLIX ajesell pa3HbIX FEHOB, B TOM YHCJIE
Y TEHOB CHCTEMB! JIETOKCHKALIMH B Pa3HBIX BO3PACTHBIX
rpynnax — OT HOBOPOXIEHHBIX 10 JIMLl B BO3PACcTe CTap-
e 80 ner.

CornacHo NporLo3aM aBTOPUTETHBIX CIIELHAUCTOB,
«30JI0TOM BEK» NPEMKTUBHOM MeMUMHbI HACTYIIHT TOIBKO
4epes AecATh JIET, kora OyeT HaKOIIEHO A0CTAaTOYHO HH-
¢opmanmu o resernyecknx ceTsx pasHbIX 3aGoseBaHuil U
peaibHON NPEJMKTUBHON LICHHOCTH Pa3IMYHBIX FEHETHYE-
CKHX TECTOB.

IlpoBeacHue OOIUIMPHBIX INUAEMUONOTHIECKHX HCCITIE-
JOBaHHUH 110 TECTUPOBAHMIO I'EHOB IIPEAPACIIONOKEHHOC-
TH» € MOCIENYIOILUM JJIUTENbHBIM HaOMIOAeHUEM Haj
JHOABMH C Pa3IHYHBIMU I€HOTUIIAMH 110 T€HaM JAETOKCH-
Kal[Md WM IO JPYTUM T€HaM «IPeapacIioNoRKEHHOCTH»
Morio Obl MMETH pellaioliee 3HaYCHHE Ul OLEHKH NPO-
THOCTHYCKOHN LEHHOCTH TaKHX TeCTOB. MMeHHO Takue Hc-
ciaenosanus B 2003 rony Hauatel B BenmikoGpuranuy, rie
yXe NPUHATO peleHue o co3ganuu buobanka oOpasuos
HHK 500 000 6puranues. Otu 06pasusl GymyT mpoTecTH-
POBaHBI Ha CaMBble PasHblE IeHETHYECKHE MOTUMOP PUIMEI,
a camu ponopel JJHK 6ynyT HaxoauThea noa HabmrogeHu-
eM Bpadell B tedenune 10-20 ser. Tlpeanonaraercs, 4to B
Pe3ybTaTe TaKOro UCCIeN0BaHus OyAyT HOMYYEHbI OOLEK-
THBHbIE PE3YIBTATHI O NPEANKTUBHON EHHOCTH COOTBET-
CTBYKOIIMX [E€HETHYECKUX TECTOB.

Her, onnako, coMHeHMii B TOM, uTO yike ceroas, pa6o-
Tast B 001aCTH IPEMKTUBHON MEAMIMHBI, CKPYYJIE3HO CO-

NOCTABJIAS [aHHbIE T€HETUYECKOTO aHAJH3a ¢ PE3yNLTaTa-
MH 1abOpaTOPHBIX U KIMHHAYECKUX UCCICIOBAHUH, MOXKHO
HE TOJIBKO CYUICCTBEHHO YKPENUTH HAy4HbIE OCHOBLI 3TOTO
MHOT000€IAIOIIEero HayYHOTO HAMPABIIEHHMS 10CTTEHOMHOI
5pEL, HO YK€ IIPHHECTH OIYTUMYEO IPAKTHYECKYIO MONIB3Y
B jieJie IPOGUNAKTHKI MHOTHX TSDKENBIX HELYTOB,
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Ecological genetics and predictive medicine

V.S. Baranov

The D.O. Ott Science Research Institute of obstetrics and
gynecology RAMS, Saint Petersburg.

& THE SUMMARY: The review highlights present state and
some future perspectives of new but quickly expanding area of
predictive medicine. Its basic background dealing with molecular
testing of genetic polymorphisms as well as its practical and the-
oretical implications are discussed. Original data concerning the
involvement of the genes participating in Phase 1 and Phase 2 of
detoxification systems as well as of the genes controlling miner-
al bone density in the origin, progression and treatment efficiency of some
commeon multifactorial diseases such as endometriosis, bronchial asthma,
alcoholic cirrhosis, habitual miscarriages, gestosis, lung cancer, chronic
bronchitis and osteoporosis are briefly outlined. Of special theoretical and
practical value of these studies is an identification of highly nenrandom
association of particular functionally inferior alleles of the genes
belonging to glutathione-S-transferase super-gene family
(GSTM1 (0), GSTT1 (0), GSTPi (s) as well as N-acetyl transferase —
NAT-2 (s) with some of these diseases. Molecular testing of the
relevant alleles might be recommended as feasible predictive
test for personal predisposition evaluation, for estimation of re-
mote prognosis and for the treatment strategy in at least some of
these diseases. Early identification of these individuals by means
of genetic screening supplemented with subsequent adequate
social and medical care should be considered as feasible social
program for efficient prevention of these diseases at the national
level. Relying on these data as well as on the polymorphism
studies and common mutation identification of other genes the
idea of Genetic Form for the Pregnant Women is suggested and
briefly discussed.

#® KEY WORDS: genetic testing, polymorphism, predisposi-
tion genes, «gene pass».
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