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BBengenne

TepMuH «mposierOMeHb» 0003Ha4YaeT pPazbsCHSIOLIEE
BBEJICHHE B Ty WIHM WHYIO 0OJNacTh 3HAHWI, UMeEFoLIee Iie-
JBI0 IIyTEM CBA3HBIX PACCYKACHHH C(HOpMyIMpOBATH HC-
XOIHOE TOHMMaHWE W3y4daeMoro mpeamera. IlpenmoxeH-
veiii B 1783 1. U. Kantom B pabote «IIpomeromens ko
BCSAKOW Oymymied Merau3uKe, MOTYHIEH MOSBHUTHCS Kak
Hayka» [7] cerojHsi 3TOT TEPMHH TPAKTyeTCsl OoJiee IIu-
poko. CTporo KaHTOBCKOE OIpeJeNIeHHE BKIIIOYAeT ABa
HioaHca. [Ipexxae Bcero, 3amMedaeT OH B MEPBOM MPEIIO-
KEHUH TpakTaTa: «ITH IPOJETOMEHBI IPEeTHA3HAUYEHBI HE
JUISL YYEHUKOB, a Ui OyAyIIMX yuyuTesel, na ¥ Imociel-
HUM OHHM JJOJDKHBI CIY>KUTh PYKOBOACTBOM HE IUISl IIPEIo-
JlaBaHMs YyXe CYIIECTBYIOIIEH Hayku, a Uil CO3JaHUs
camoil 3Toii Hayku». Jlpyras 0ocOOCHHOCTh KaHTOBCKOM
TPaKTOBKH TEPMHHA: MIPOJIETOMEHBI — 3TO «PYKOBOJICTBO
K OIpeeneHo GHIoco)CKOro 3HaAHUS».

B oTHOmeHMNM MEIMIIMHCKOW T'€HETUKH, KaK HH IS
KaKOH-THO0 MHOM 001acTH MeIUKO-OHOJIOTHYSCKON Hay-

KK
5

Mmmanyun Kanr (1724—1804)

OoJiee BCero MNOAXOAUT KAHTOBCKOC OIPCACIICHUE TECPMU-
Ha. BO-HepBLIX, IFCHCTUKA — MOJIoAasA HayKa, BO3pacT €¢
qyTh OoJtbIIe BCKa, a TEMIIbI pa3BUTHA TAKOBBI, UYTO POXK-
Jar0TCA COBCPIICHHO HOBBIC obnactu 3HaHMA, U YK TOUYHO

* Jlekmus o IrOTOBJICHA HA OCHOBE MaTEpHaJIOB JI0KJIazaa B.IL Hy3I>IpéBa «MenunuHCcKas TaTOreHeTHKA: JUIaKTHIECKHE acIIeKThDy Ha KombepeH—

un «['eHerrka — meauiuHe» (r. Mocksa, 16 nexadps 2009 r.).
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JUIE MHOTHX KJIMHHUIIMCTOB OHH SIBJSIFOTCSL aOCOJIIOTHO
HOBBIMH. BO-BTOpBIX, JIEKIUs MpenHa3HaueHa HE s
YYEHUKOB, a JUIsI Tpernojasareneid. I He TOIBKO MeIu-
IUHCKON TCHETHKH, HO U JPYTHX KIMHUYCCKHX U TEOpe-
THYECKUX AUCUHUILUIMH B MCAMIMHCKHX By3axX. MIMeHHO
MperoIaBaTesib CTOUT Mepeln MPOOIeMOH «IMUCTEMOJIO-
FHYECKOH KANMTYJISLUK» B YCIOBHSX OMISIOMIISIOIIETO
pocra o0beMa TeHeTHIECKOW MHPOPMAITUH: eCTh CTOIBKO
BCEro, YTO MPEeNnoJaBaTellb Mo2 Obl CKA3anb, HO TPHXO-
JUTCS COTJIACUTHCS JIMIIL HA TO, YTO OH 0053aH CKA3amb
[18]. OcHoBbIBasich Ha 40-IE€THEM OIBITE MPENOJABAHUS
MEIUIUHCKON TeHETHKH CTyICHTaM-MEIUKaM, BpayaM M
MpenoaBaTesiM MEJUIUHCKAX BY30B, MOXHO YTBep-
KJIaTh, YTO TaKhe 00S3aTeNbHbIC Pa3bSICHEHUS HEOOXO-
JIMMbI CETOJHSI, OCOOCHHO B YCJIOBHSAX MOCTOSHHOTO Jie-
¢unmTa BpeMeHH, K CICAYIOINIAM TeMaM: MEIUIIMHCKAs
MATOTCHETHKA, KiIacCU(UKAIM HACIICACTBEHHBIX 00Je3-
Hel, B3aMMOOTHOIICHUS «T€HOM — (DEHOM», MPHHIIUIIBI
KJIMHUYECKON TeHETHKH, IpolieMa KIMHUYECKOTro IpH-
JIOEHHUSI HOBBIX TCHETHYECKHX 3HAHHA M TEXHOIOTHH
(TpaHCIAIMOHHAS MEIWIKHA). DTOMY U TOCBAIICHA IaH-
HAasl JICKITUS.

Hakonen, kaHTOBCKoe 0O0OO3HauCHHE Ha3HAUCHUS
TEPMHHA «IIPOJCTOMEHBD) KaK PYKOBOJCTBA K OMpeese-
HUIO MPUPOBI HrI0codCKOro 3HaAHUSI OCTaBUM 0e3 KOM-
MeHTapueB. Brpouem, ecTh 0JjHa TeMa, KOTopas TpedyeT
HEMPEMEHHOTO PACCMOTPEHUSI U aHajIu3a C MO3MLUI HO-
BBIX TEHETHUYECKHX M (PHUIOCOPCKHX MapagurM — 4YTO
Takoe «3JI0pOBBIN 00pa3 xu3HM»? B oTedyecTBe Hamem
MBI PACIpPaBUIIUCh C «3aMagHBIM 00pa3oM >KH3HW», HE
cymenu cOpMUPOBATh «COBETCKHUI 00pa3 »HU3HM» U Oec-
IUIOTHO ObEMCSl 32 «3/I0POBBIA 00pa3 KU3HW», U IO
3aJJaKEHHOMY ITyTH OOpbOBI C «BPETHBIMIY MTPUBBIYKAMHU.
Ho »T0 oTnensHas Tema.

MeaunuHcKasi IATOT€HETHKA

Tepmun «narorenetnka» (pathogenetics) mHpPOKo
ynoTpeOnseTcs: B MEOULIMHCKOI HayKe, TJIaBHBIM 00pa3oM
B 3apyOexHoil. OH O3Ha4YaeT M3yueHHe HACIEICTBEHHBIX
MEXaHW3MOB Pa3BUTHUS MATOJOTMYECKUX IMPU3HAKOB, HC-
CJIe/IOBaHUE MyTeH IpeBpalieHus] aHOMAJILHOTO TeHOMa B
(denorun Oone3nu [24]. Ecnm 0OBEKTOM HCCICTOBaHUS
SIBIISIETCSl TeHETHKa OoJIe3HEel XMBOTHBIX, TO Takas 00-
JacTh MCCJIENOBAaHUN HA3bIBAETCS BETEPUHAPHOW MaTore-
HeTukoH [3], yemoBeka — MEIUIMHCKOMN MaToreHeTHKon. B
OTHOIICHUH APYTOro OHOIOTHYECKOT0 00BEKTa — pacTe-
HUH, TPOJOIDKas AAHHYIO JIOTHYECKYIO JIMHUIO, MPEIsIo-

Hponezomeubl KmeOuuuHcmni namozceHemukxe

JKeH TepMHH «duTtonaToreneTnka [10], u Ommxe Bcero K
9TOW OOJIACTH UCCIEIOBAHUN CTOST TPYIBI CO3MATEINS OA-
HOro m3 pasnenoB ¢Quromaronormun — H.M. Basmiosa,
kotoporo I1.M. XykoBckuif Ha3Ball «TBOPIIOM I'eHETHYe-
CKOro UMMyHHUTeTa» [6]. CrenoBaresibHO, MATOreHETHKA —
paszen oOliell MaToJOTHWH, U3ydarolled POJib HACIEIACT-
BEHHBIX (DAKTOPOB M T€HETUUECKUX MEXaHH3MOB Pa3BHUTHSI
Oone3Hel denmoBeka (METUIIMHCKAs TMATOTCHETHKA), KH-
BOTHBIX (BeTepHWHApHAs MMATOTCHETHKA) M pacTeHui ((u-
TONIATOTEHETHKA), T.€. B Y3KOM (I'€HETHYECKOM) CMBICIIC
CJIOBA «IaToreHe3». MeAUIMHCKas aTOreHETHKa — 3TO
KpaTkoe 0003HaueHHE «TCHETHYECKOro» IaToreHesa 0o-
JIe3HEH YeJIoBeKa, FTeHETHYECKUX OCHOB JETEPMHHAHT Kak
COOCTBEHHO HACJIEACTBEHHONW IATOJIOTHHM, TaK M 3aboie-
BaHUI, B OCHOBE KOTOPBIX JI)KHUT HACJIEACTBEHHOE TIpe-
pacmoioXeHue.

VcToku maTtoreHeTHKH Kak paszena oOIuel maTojIoruu
MIPOCMATPHUBAIOTCSI B SMOPHOJIOTHN U «(UIUOIOTHH pPa3-
ButHs» 1930-x rr., xoraa P. Tompammuar o600 pe-
3yIbTaThl CBOUX 20-TETHUX SKCIEPUMEHTOB 110 H3YUICHHUIO
TEeHETUYECKOTO KOHTPOJII MHIWBUAYAJIBHOTO PAa3BUTHSA B
kanre «@m3nonorndeckas reaetaka» [15]. B atoii pabore
YTOUHSETCS M pa3BHBACTCS MOHSITHE «()EHOTEHETHKAY,
MIpeyIoxKeHHoe paHee npodeccopom 3ooiorun B. I'ekke-
POM, TIO/I KOTOPHIM TOCIETHUH MOHUMAJ Tpolecc odpa-
30BaHMs U pa3BUTUS MOP(HOJIOTHYECKUX U (PHU3NOTIOTHYEC-
CKUX TPHU3HAKOB, «IIyTh OT T€Ha [0 NPU3HAKa», MYTb,
OUYepUYMBACMBI TAKUMHU apaMeTpaMi, KaKk BpeMsi, MECTO
U CKOpPOCTh (CTCIEeHb BBIPAKCHHOCTH METa0OIMUYECKIX
peaxuii) [17].

Puxapa Fonpammuar (1876—1950)

K.b. CokosnoBa B cBOeM ouepke 10 UCTOpuH (heHore-
HETUKU B NepBOM mosioBuHe XX B. elle 4erde cOmmxKaeT
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STH KOHIENTYaJbHBIE PA3MBIIUICHIS ¢ TATO(PUIUOTIOTHEH:
«B nenTtpe BHUMaHuS ['ONbAMIMHUATA HAXOIUTCS TEH, €TO
(GYHKIMS, MEXaHNU3M JeUCTBHS. PackpbITh mpupoay aei-
CTBHSI T€Ha B WHIMBUAYaJbHOM Pa3BUTUHU [ OJbIIIMHIT
NbITAJICA C MOMOMIBIO HU3YUCHHUSA ZICI\/’ICTBI/IH MYTaHTHBIX
TC€HOB, BBI3BIBAOMINX OTKJIIOHCHHUA B Pa3sBUTUN OpraHu3Ma
(WM ero CTPYKTYpP) OT HOPMAJIBHOTO IIYTH, TIPHUBOISAIIIX
K TaTOJIOTMH pa3BuTHA. ToduHee, BHIMMO, Ha3BaTh 3TO
HaTpaBJICHUE MATO(OU3UOIOTHYECKON TeHeTnkoi» [12]. U
COBCEM YK€ 3BYyUHUT ITO-COBPEMEHHOMY — «I1aTOTE€HETHKA
u GyHKIHMOHANbHasi reHoMuKay [25]. Ho ecin ObiTh emne
Oosiee TOUHBIM, 3aMETHM, YTO ¢ 00OCHOBaHUs [ onbamMuI-
TOM TOHATHS «(EHOKOIUM», KOrJa CTajJo OCO3HABATHC,
YTO CXOTHBIH (PEHOTHIT MOXKET OBITH CIECTBHEM Pa3HBIX
MPUYNH — TEHETHYCCKUX W HEreHEeTHUYCCKUX, Hadanaach
naToU3NOJIOrniecKas reHeTuka (maroreHernka). I'omb-
IIMUATOBCKUI B3IJISII HAa pa3BUTHE NPU3HAKOB CTal K
1935 r. OCHOBOIi pa3BUTHS MATOTEHETUKU U €€ BKIIIOUEH-
HOCTH B OOIIYIO MATOJIOTHIO M KIIMHIHYECKYIO MEAULIUHY.

YMEeCTHO BCIIOMHMTb, YTO KOT'/1a U3BECTHBIM OTEYECT-
BeHHBI MeannuHckmii reHetuk C.I'. JIeBut, BO3Bpartsich
TIOCJIe TOZOBOM CTaXXMPOBKU B TEXacCCKyI0 F€HETHYECKYIO
nabopatopuro I'. Mémnepa, Oymymero naypeara HoOe-
JIEBCKOI NpeMHH, CTaB 3aBenylomuM Kadeapoil maroio-
rudeckoi puzuonoruu 2-ro MoCKOBCKOTO MEJUIIMHCKOTO
uHCTHTYTa B 1932 I, Havan mpemogaBaHue OOLIETAaTOIIO-
THYECKOW MEAMIIMHCKOW TeHETHUKH, 3TO BBI3BAJIO HETATHB-
HYIO PEaKINI0 OTCYECCTBCHHBIX MATO(pU3NOIOTOB, U OBLI
MOJrOTOBJECH O(QUIMAIBHBIA OT3bIB, B KOTOPOM OTMeua-
JIOCh, YTO «BCSKHE MONBITKH HaBsA3aTh I1ATOJIOTHYECKOMN
(I)I/ISI/IOIIOI‘I/II/I MCAWIHUHCKYIO TCEHCTUKY... HCECOMHCHHO,
JTOJDKHBI CIUTATHCS PEAKITMOHHBIMIY [1].

ConomoH I'puropsesnd Jlesur (1894—1938)

Celfyac mpyrue BpeMeHa... MequIuHCKas maToreHe-
THKa CTaja UMIUIMLIUTHON TEMOI PacCMOTPEHHMSI CIOKHO-

Akmoeasn nexkuyus

ro IaroreHesa BcexX Ooiie3Hel uenoBeka. OOmiasg cxema
M3JIOKEHHSI COOTBETCTBYIOLIETO MaTepHalia MO OT/eINb-
HBIM ()OpMaM IMaTOJOTHH JOJDKHA BKIIIOYATh BECh IIyTh OT
reHoMa J10 (heHOMEHOJIOTUH OOJIe3HEH Ha BCeX YPOBHSX
opraHu3aluy HMHIUBUAYyMa, B3aUMOJECHCTBYIOILEIO C
OKpYy>Karouiel cpeoil U pa3BUBAIOIIETOCS B KOHKPETHOM
ceMeHHO-TomyIsIuoHHOM martepre (puc. 1). Crmymate-
nsaM (MeIMKaM, HACTOSIINM U OyAyIIAM) Ba)KHO 0OOCHO-
BaHHO IOKA3aTh MOJE3HOCTh 3HAHUU MO ITUM BOIMPOCAM
JUIsl TIPOQUIIAKTHKY, TUATHOCTUKHM W JIeueHHs OOoJe3HeH,
TaK Kak ceroins (opMupyercs «HoBas (urocodus mMeau-
LMHBI», KOHLeNus derbipex «lI» B MenuuuHe: npenvk-
tuBHas (predictive medicine, mpeackaszaTenbHas), Mepco-
HuduipoBanHas (personalized medicine, WHAMBHIYaIH-
3WpOBaHHAs), MpenaynpeauTenpaas (preventive medicine,
yhnpexaaromas, NpopuIaKTHIeckas) ¥ HapTHEpCKas
(participatory medicine, 0003HaYaromas y4acTue Bpadei,
MAIMEHTOB U 00IIECTBa B COXPaHEHHUHU M Pa3BUTUH 3/10PO-
Bbs), B PaMKax KOTOPOH IO Ka)X/T0i KOMIIOHEHTE MEIH-
LUHBI 00CYKJAFOTCS TCHETHYECKUE ACTICKTHI.

Ipodunakruka

NuauBunyym

JKuBoTHbIE

TTonnmanue
3I0POBBSI
u 0osie3Hu

Jluarnoctuka cpena

Puc. 1. KoHTHHYYM MEIMKO-OMOJIOTHUECKUX UCCIICOBAHMN
(no G.K. Radde, J. Viney, 2004)

I'enoM yestoBeKka

Ipemnoxxennsriit B 1920 T. HeMENKUM OHOJIOTOM,
npogeccopom OoTtaHmkH ['aMOyprckoro yHHBepcHUTETa
JMPEKTOPOM YHHUBEPCHUTETCKOTO WHCTUTYTa OOTaHUKH
I'. BUHKJIEpOM TEpPMHH «T€HOM) JJIsl TaIUIOMIHOTO Habopa
XPOMOCOM B sIJIpax KJIETOK CTaj CUMBOJIOM €0l TeHOM-
HOM 3pbI, 8 MEIMIIMHCKAsl T'eHeTHKa prodpera, Mo BbIpa-
s)keHuto B. Mak-Kelocuka, ¢ okoH4uaHueM npoekra «l'e-
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HOM 4YelOBEKa» CBOH OOBEKT HCCIENOBAHUS — TCHOM,
MOJJOOHO TOMY, KaK Y KapAXOJIOTOB UM SIBIISICTCS CEPACYHO-
COCYJIUCTAas], a y HEBPOIATOJIOTOB — HEpBHAas cuctema [21].
B 1986 r. nossuiics npemioxeHHsii T. Pogepukom Tep-
MUH «T€HOMHKay», ABIIUK B Ty e MOpPY Ha3BaHHE XYyp-
Hany «Genomics» [21]. Uepe3 necsATOK JeT B JIEKIMU Ha
©XKEroqHON KOoH(pepeHInn AMEpPHKaHCKOTO OO0IIecTBa
TeHEeTUKH denoBeka A. bomd OOBSBHI O pOXIECHUH Te-
HOMHOM MEIUIIMHBL, KOTOPYIO OH OIPEIEINIT KaK «PYTHH-
HOe TeHOTHIMpoBanue, dame B popme IHK-tecToB, pamu
YIIYYIICHUS KaueCTBa MEAMIMHCKOM moMomtuy [14].

Tomac Ponepux

Aptyp bod

B3rmsin Ha reHOM uyesioBeka Kak 0ObeKT ITO3HAHUS Me-
JUIMHCKOM T'€HETHKM pOIMIICA U3 aHATOMHYECKOW MeTa-
¢dopel. B. Mak-Kerocuk BermoMunal, uto B 1959 1. m3BecT-
Hblii renetuk K. llItepr oOMONBHIICS B pasroBope ¢ HUM,
YTO pacIoIOKEHHE TEHOB HA HAIIMX XPOMOCOMAaX SIBIIS-

Ilponezomensvt K MEOUUUHCKOU namozeHemuKe

eTcsl BakKHeWIeH ocoOCHHOCThIO Hamiel aHatomMuu [23].
C Tex mop aHaTomMu4eckast u Kaprorpaduueckas merado-
PBI 9acTO HCIIONB3YIOTCS B OCBEIIEHHH BOIPOCOB KapTH-
pOBaHMS T€HOB y YeJIOBEKa M COCTaBIIIOT «HEOBE3aINaH-
CKYIO0 OCHOBY MenuinHbl XXI B.» [22].

OOy4aromuMcsl MEAUKaM CJIeyeT OCBETHTh BOIPOCH
OCHOBHBIX Pa3/leJIOB TCHOMUKHU: CTPYKTYPHOMU, (YHKIHO-
HaJIbHOHM, CpaBHHUTENBHOM, KOMMBIOTEpHOH. OnmHako wu3
JUIAKTUIECKUX COOOpaKeHUH 111 MEANKOB, KakK MOKa3a-
HO Ha pHC. 2, Jy4llle NPUBECTH CHHOHMMBI 0003HAYCHUS
9THX pa3ZejioB B TEPMHUHaX OoJjiee MOHATHBIX ISl HHX:
AQHATOMUsI T€HOMAa 4YeJIOBEeKa, MaTOJIOrMYecKass aHaTOMHS
TEHOMA YeJIOBEKa, CPABHUTENbHASI U HBOJIOLHOHHAS aHa-
TOMHS TEeHOMa 4YelloBeKa, HakoHell, OnonHpopmaTruka. Ha
pHcC. 2 IpeACTaBICHBI TAK)KE PAa3AeIbl MEIUINHBI, B KOTO-
PBIX JIaHHBIE MOHSATHS HIMPOKO MCTIONB3yloTcs. KoneuHo,
Ba)KHO ITOJYEPKHYTh, YTO B IOCTTEHOMHYIO 3py, T.€. ce-
TOJIHS, ITyTh OT T'eHa K ()eHy aKTUBHO MCCIICIYETCS U OIHU-
CBIBACTCSl B TEPMHUHAX TaK Ha3blBaeMbIX OMHBIX MOAXO-
JIOB 1 TEXHOJIOTHH: TPAHCKPHUIITOM, IIPOTEOM, META00IIOM,
HUHTEPAKTOM, JOKAJIU30M, (peHOM 1 T.1.

(Bunkzep,
I'e-
HOM
AHATOMHS TEHOMA YelIOBeKa CTpyKTypHas
[aronoruueckas anaToMus | (Pogepuk, 1986) | PyHKUHOHATEHAS
reHoMa 4esloBeKa
I'enomuka
CpaBHHUTeIbHAS H 9BOJIO- CpaBHHTENbHAs
IOHHAS] aHATOMHS TeHOMa
yesloBeKa
Buoundopmaruxa (bomp, KomnbrorepHas
1998
[ Tenomuas Memuumna |

v v v v v

Monorennsie| Mysstudakropu- | Uadekimon- | @apmaxo- | Cymebuas
0oJe3HU anpHbIe 00JE3HU | HbIE 0OJIE3HU JIOTHSL | MEIULIMH:

Puc. 2. 'eHOM, reHOMEKA ¥ TCHOMHasI MEIULIMHA: HCTOPUYECKUE BEXH
U CTPYKTYpa HalpaBJIeHUH

Opnnako Oe3yciaoBHAs HEOOXOAUMOCTh H3JIOKEHHS
TeHOMHOW MH(pOpPMaIMK He J0JDKHA JOMUHHPOBATh B Te-
HETH4YecKoM o0Opa3oBaHuMU MeaukoB. Ho Ha camom nene
CUTyalusl CKIapIBaeTcs MHade. Ha 3To yka3biBaeT sKcrie-
puMeHT, kKoTopblid iposen P. Goodfellow [16], 3amaBmmit
Bompoc obydaronmmest: «Yto Takoe reHetrka?» Kiroue-
BBIMH CIIOBAMH B OTBETE Ha 3TOT Bompoc Obutn: «JHK»,
«TEeHBI», «TPAHCKPUIILIUS», «IOJIMMEpa3Has LeNHas peakx-
us». Ho dakt, 4to reHeTrka cymiecTBoBalia JIo TOro, Kak
crano m3BecTHO, uro umMeHHO JIHK sBisercs renermue-
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CKHUM MaTepHaJIOM, YIIyCKaeTCsS M KaXETCsl HEOCO3HaBae-
MBIM. B jeficTBUTENBHOCTH TE€HETHKAa — 3TO HCCIIe0Ba-
HHUE HACJICJICTBEHHOCTH, & TEHOMHKAa — BCETO JIMIIb HC-
cinefoBaHue TeHOMOB. Ho u ceromHs, K COXXaJeHHIO, B
npernoaaBaHnumn Me}lI/IHI/IHCK()ﬁ TCHCTUKH U B H3JIOKCHHUHU
BOIIPOCOB I'CHETHKHU OOJIC3HEH B KIIMHUYCCKUX JTUCIMILIH-
HaX Tpeo0iiafiaeT HEePeaKo JIUIIh «TCHOMHAas» WHpOopMa-
ST, CBOMSIIASCS K SKJIEKTHYECKOMY IIEPEUHCIICHHIO Te-
HOB TIOJIBEP)KEHHOCTH (T€HOB-KaHANAATOB) 0€3 JOIDKHOM
nHdopManuu 00 OrpaHMYEHHOCTH €€ KIMHHYECKOH IIeH-
HocTtu. Habmiomaercs Hekas «TeHOMHas caTypHalIus» B
MPEMoIaBaHKM MEIUIMHCKONH TeHETHKHA B yIIepO ycTo-
SIBIIMXCSl IIOJIO)KEHUH M TNPEICTABICHUN KIACCUYECKON
TeHETHKH KaK HayKH O HACJIEJACTBEHHOCTH M M3MEHYHBO-
CTH TIPU3HAKOB, TAK BYKHOW KIMHHUIICTaM.

Hukounaii [TaBinoBuu boukos

3/1eCh YMECTHO HAIOMHHTH OO0 aKCHOMaxX T'€HETHKH
4yeloBeka B Meauuune, chopmynupoanubix H.I1. bouko-
BBIM [2]:

— HACIICJICTBEHHBIE OOJIE3HH SBIIAIOTCS YacThIO 00-
el HACNIEICTBEHHON H3MEHIMBOCTH YETIOBEKA;

— pa3BUTHE HACIICJICTBESHHBIX MMPU3HAKOB U OOJIe3HEH
€CThb PEe3yJbTaT B3aUMOACUCTBUS HACIEACTBEHHOW KOH-
CTUTYLIMHU Y BHEILIHEH CpEIbl;

— YEJIOBEYESCTBO OTSTOMICHO OIPOMHBIM IPY30M IIa-
TOJIOTHYECKUX MYTaIluii;

— COBpEMCEHHAs MeIUIIHA 001aaeT OOIBITUME BO3-
MOJKHOCTSIMH B JIMaTHOCTHKE, JICUCHUH M MPOPUIAKTHKE
HACJICJICTBEHHBIX OOJIC3HEI;

— ICHCTUYECKasA CTPYKTypa COBPEMCHHLIX IOIYJIA-
LM UCIIBITHIBAET OOJIbIINE HATPY3KH;

Axkmoeasn nekyus

— Mporpecc IeHeTHKH TPeOyeT MOBBILICHHOIO BHH-
MaHUs K BOIPOCcaM OHO3THKH.

I'eneTuyeckue acnekThl KjIaccupuranum
0oJie3Hel Yen0BeKa

OO6cyxaeHrne BOIMPOCOB KiacCH(UKAIIUN OoJe3HeH
YyeloBeKa Kak Crocoba YIopsIOYeHUs] HaKOIJICHHOTO
KJIMHUYECKOTO W HCCIIE0BATENbCKOTO Marepuaia IIo
9THOJIOTHH, TaTOTeHe3y, MaTOMOP(OIOrHYeCKOMYy CyO-
CTpaTy WM KIMHUYECKOMY monumophusmy OoesHeit
CONPOBOXKIAETCS /0 CUX IIOp OCTPBIMH AUCKYCCHSMH.
[ToHATHO, YTO CHCTEMATHU3MPOBATh, PACIPEACIUTH W3-
BECTHBIE ITAaTOJIOTMYEecKne (PEHOTUIIBI MO KJlaccaM — 3Ha-
YUT YSICHUTH OOIIME CBOMCTBA, (MKCHPYIONINE 3aKOHO-
MEpHBIE CBSI3M B IIPEAEiax TaKHX KJIacCOB, Ha3bIBAEMBIX
HO30JIOTHYECKUMH (hopMaMu (€TUHUIIAMH ).

Ceromust m3BecTHO Oosiee 30 TBIC. HO30JOTMYECKHX
(opM TATOJOTHH dYeIOBEeKa, KIACCU(PHUKAIHA KOTOPBIX
npezacTaBisieT Oonplryro npodnemy. Kinaccuduxarmst, kax
W3BECTHO, 3TO TPAJUIHOHHO ONHMCATEIBHBI METOX YIO-
pAIOYEHNS] UCCIIENYyEeMOTo Marepuaia. DTOMY OIpeaese-
HUIO COOTBCTCTBYIOT MHOTI'OYUCJICHHBIC MCEKIAYHAPOAHBIC
kinaccuukaiuy 0ose3Hel kak pesyabTar Oosee 10 mepe-
CMOTpOB CIIELMAIbHBIM KOMUTETOM BcemupHO opraHu-
3aIlMM 3/IPAaBOOXPAHEHHST «IEPEYHsS KIIacCOB M TPYIIl C
HOMEpPaMH BXOJAIMNX B HUX TPEX3HAYHBIX PYOPHK», IIH-
POKO M3BECTHBIX BapuaHToB «HOMEHKIATypwl M Kiaccu-
(ukanuy Oone3HeH YenoBeKay.

3HaYMMOCTh MOJOOHOTO TO/AX0/a K Kiaccu(UKauu
Oone3Hell HECOMHEHHa, HO HEOOXOAUMO HMETh B BHIY,
YTO OHH BBIIOJIHSIOT 3aJadll MEAWIMHCKOW CTaTUCTHUKH
HaceJIeHHs], a TaKkKe ACATEIBHOCTH YUPEKICHHH 37paBo-
OXpaHeHUs. B HUX NpakTHuecKu He 0003HAYEHO MECTO
JUISI TCHETHYECKHUX OoJie3HeW. BpoxkaeHHbIC U HaCJen-
CTBEHHBIE OOJIE3HW B COOTBETCTBHU C HPUHATHIM MOJ-
XOJIOM JIOJIKHBI OBITh BTUCHYTHI JIH00O B paszen «Bpox-
JNEHHBIC aHOMAJINU (TIOPOKH Pa3BUTHS)», THOO0 B pyOpH-
KaTopbl pPa3/eioB, IONMEHOBAaHHBIX II0 HAa3BaHMIO
OpraHOB M CHCTEM 4YeJIOBEKa. OJTO OOCTOSTENIBCTBO,
KCTaTH, 3aTPyIHSAET ¥ OLIEHKY UCTHHHOTO Ipy3a HacJe-
CTBEHHBIX OOJIe3HEH B MOMYJSIHIX YEJOBEKa, YHCIIO
TFeHETUYECKHX HO30JIOTHYECKHX (POPM KOTOPBIX COCTAB-
JseT ceiyac He MeHee 4 ThIC.

B. Mak-Kbtocuk B OCHOBY cBoeii kiaccuuKaiuy Ha-
ciencTBeHHBIX OonesHedt (1988) mornoxkun aBa BapmaHTa
MYTalMii — B TIOJIOBBIX U COMAaTHYECKHX KJIETKaxX, TEM Ca-
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MBIM yTBEpPKIast IIENIECOOOPa3HOCT BHIIENCHUS TpeX GopM
HACJICICTBEHHON MATOJOTUU: COOCTBEHHO HACJIEICTBEH-
HbIe OOJIE3HH, KOTOPBIE IMOTEHIMATBFHO MOTYT IIepe/a-
BaThCs

M0 HACJIEJCTBY; TeHETUIECKHE OOJIE3HN COMATUIECKUX KIle-
TOK, BKJIFOYAFOIIHE OOJIBIINHCTBO 3JI0KAYECTBECHHBIX OITy-
XOJIeH, BO3MOYKHO, 3HAYUTENbHYI0 9acTh ayTOMMMYHHBIX
HapyIICHUH, CTapeHue W BPOXKICHHBIC aHOMAIUH Pa3BH-
THs; OOJe3HW, OOYCIIOBIICHHBIE KOMOMHAIWEH MyTaruid
OJIHOBPEMEHHO B COMAaTHYECKUX U MOJOBBIX KieTkax [20].

Tabnuna 1

I'enernueckas knaccupukanus 60ae3Hel YenoBexa
(McKusick V.A., 1988):

1. Bosie3Hu BclencTBHE MyTalMidi B IHOJIOBBIX KIeTKax (coOct-
BEHHO HACJIE/ICTBEHHbIE OOJIC3HH):

— XpPOMOCOMHBIE (HanpuMep, cuHapoM JlayHa);

— MyTaruy B oTAenbHoM rere (cM. MIM — Mendelian Inheritance
in Man — IepHOIMYECKH W3AIOMUNCS U OOHOBIIIONMIICS KaTaJor Te-
HOB 4enoBeka. KomnerotepHas Bepcust — http:/ncbi.nlm.nih.gov);

— MYJIBTHIOKYCHEIC (TIOJHUTCHHbIE, MYJIbTU()AKTOPHAIIBHBIC).

2. bonesHn BcIeACTBUE MyTalMil B COMaTHIECKHX KIIETKax (OIry-
XOJIH, HEKOTOphIe ayTOMMMYyHHBIC OOJE3HH, CTapeHHe, HEKOTOpbIe
BPOJKJICHHBIE TOPOKU PA3BUTHSA):

— XPOMOCOMHBIE;

— T'CHHBIE;

— MYJIBTH(AKTOPHAIIBHBIE.

3. Bone3nu, npecTaBisIoNe KOMOMHAIMIO TIOJOBBIX H COMATH-
YEeCKHX KJICTOK (HalpuMep, ceMelHasi peTHHOOIacToMa)

B.A. Maxk-Ksrocuk (1921—2008)

Ectp BapuaHThl KiIacCH(pUKAIMKA OOJIE3HEH, BKIIIO-
YaIoMKX TaK Ha3bIBacMbIe HOBBIE OOe3HH. B WX ocHOBe
JIeKaT Takue (PEeHOMEHBI, KaK MUTOXOHIpHaIbHAsT HACIICI-
CTBEHHOCTb, JMHUIC€HETUKA, T€HOMHBIA HMIPUHTHHI, OJ-
HOPOJUTEIBCKAS TUCOMUSI, IKCIIAHCUSI TPUHYKICOTUIHBIX
MoBTOpOB. «HeTpaguunoHHas HACIEACTBEHHOCTE) —

Hponezomeubl KmeOuuuHcmni namozceHemukxe

YCIIOBHOE Ha3BaHHUE ITOI OONACTH TEHETHKH YeIOBEKa U
KJIMHUYECKOH TeHETHKH.

OTMeTHM, 9TO JaKe TEeHBI OOJBITMHCTBA MCHICIH-
pyromux 3a00JieBaHUi HAXOAATCS MO KOHTPOJIEM T'eHe-
THUYECKOTO (hOHA TOPAKEHHOTO WHAWBUA U CPEIOBBIX
(aKTOpOB, UTO MO3BOJISIET YTBEPKAATh: BCE TEHETHUECKHE
HapymeHus (60JIe3HN) B HEKOTOPOM CMBICTIE MyJIbTH(]AK-
TopualbHBL. [lo3TOMY KiITacCU(pUKAIMsS HacIeICTBEHHBIX
0oJe3Hel Ha XPOMOCOMHEIC, TEHHBIC U MYJIbTH(PAKTOPH-
aJIbHBIE CIPAaBENIMBO CYMTACTCSI CBEPXYIPOILECHNUEM [26],
XOTsS. HaJ0 TPH3HATH TAKOE JeJIeHWEe BCeX OoJie3HeH Ha
TPU TPYMIBl yIOOHBIM B JIUAAKTUYCCKOM OTHOIICHUH,
0COOEHHO Ha TMEPBBIX AdTalax MPOIecca «TeHETU3aIHny
KIIMHAYEeCKX 3HaHui. [Ipupona mroboro reHHOTO 3a00€e-
BaHUS MOXXET pAacCMAaTPHUBATHCS B IHAIAa30HE OT MEH7e-
JIEBCKO-TapPOJMAHCKUX JI0 TaJbTOHHAHO-(PHUIIEPOBCKUX
KOHUEMIUH.

M., TonyOoBckuii [4] B CBOMX KOMMEHTapUSIX K IIH-
ctosipHomy auanory A.A. Jlrobumesa u H.S. Mannaens-
mTaM O POJIM KIacCU(UKAMM W CHCTEMAaTHKH 3aMedacT,
YTO «XOpOoIIas CHCTeEMa — 3TO COOBITHE B HayKe, KOHIICH-
TyalbHOE OTKPBITHE, HOBOC BHICHHEC TAPMOHHH B Xaoce
(akToBY. M HAMOMUHACT, KAKYIO BAXKHYIO POJIb B [IO3HAHUU
HMeEIH ¥ UMEIOT 3aKOHBI M cucteMa Keriepa B actpoHoMuH,
nepuoauyeckas cucrema snementos .M. Menneneesa B
xumuH, cucrema E.C. ®&nopoBa B Kpuctamiorpaduu,
Tabnuipl P. Mapurcona u A. CeDKBUK B T€OXPOHOJIOTHU
OT KeMOpus A0 deTBepTHdHOro repuona. CoBpeMEHHBIC
TCHETHKHU, OKPBUICHHBIC OTKPBITHEM OIPOMHOTO Pa3HO00-
pasusi TeHOMa dYeJoBeKa M JIPyTMX T'€HOMOB M B TO K€
BpeMsi 03a004YEHHBIE HEOOXOANMOCTBIO B 3TOM Pa3HO00-
pasun YyBUJACTH 3aKOHOMCPHOCTH, CBOMCTBEHHbBIC BCEMY
JKUBOMY U OTJIMYAIOIIKE IPYT OT IPYra )KUBBIE CUCTEMBI,
BBICKA3BbIBAIOT MOTPEOHOCTh B CHCTEMAaTHKE T€HOB W Te-
HOMOB, TMOMO0OHO TOH, dYTO OBTa OCYIIECTBICHA
J.N. MenaeneeBbIM B OTHOLIEHUU XUMUYECKUX 3JIEMEH-
ToB. HOo BCllen 3a 3TUM €CTECTBEHHBIM IPHIIOKEHHEM
JIOJDKHA CJIeZIoBaTh KiaccU(UKalus U cUcTeMaTHKa Qe-

HOJEBHUATHBIX COCTOSIHUM, IJIS YeJlOBeKa — OOJIe3HEN.
OTH BOIPOCH JHIIHF 0003HAYEHBI, U UMEIOTCS IIOKa He-
YBEpEHHbBIE IIOIBITKA MPEIOKHUTH HOBBIE

KJIaCCHU(HUKAIIOHHBIE CXEMBbI aTOJIOTH. [IpenioxeHHbIi
B. Mak-Ksrocuxkom NIPUHIINIL KJIacCU(HKAIIN
HacJIeICTBEHHBIX Ooiyie3Hel (cM. Tabi. 1) MOXKET OBITh,
BEPOATHO, OTHECEH BOOOIIE K OOJE3HAM ueloBeKa, a He
TOJILKO HACJIEJICTBEHHBIM, HO T10/1 PAKYpPCOM 0003HAYCHUS
y4acTusi B HUX HACJIEACTBEHHBIX (h)aKTOPOB.
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IIpuHUMIBI KINHUYECKOU NeHeTUKH
JaBuaenkoBa—Maxk-Kbrocuka

B 1934 r. H.B. TumodeeB-PecoBckuii B myOmukannu
«CBs13p MEXIy T€HOM W BHEIIHHM IpU3HaKoM ((eHome-
HOJIOTHS TIPOSIBIICHHSI TEHOB)» CIENall, Kak OH caM 3aMETHII,
«...JIMIIb TEPBBIH IIar K FeHETHYECKOH (DM3HMOIOTHY pa3BH-
THS, @ IMCHHO K TaK Ha3bIBaeMOW ()EHOMEHOJIOTUH HPOSIB-
JICHUS] TEHOBY, TOHUMAsl 10/l TUM PAaCUICHEHHE U KIIACCH-
(uKanuio BceoOIHX SBICHUI B 1yIOBUIIHO MHOTOTPaHHOM
U U3MEHYUBOH 06.]'IaCTI/I TMPOSABJICHUA CaMbIX Pa3INYHBIX
HaCJIEZCTBeHHBIX NpH3HAKoB» [13]. OH oOpaTii BHUMaHHE
U TPOWLTIOCTPUPOBANl Ha KOHKPETHBIX 3KCIHEPUMEHTANb-
HBIX MaTepuajax «oOmue (eHOMEHbI HpOSBICHUS TIe-
HOB», 4acTh M3 KOTOPBIX, KOHEYHO, ObUTH OOILEN3BECTHBI,
HarpuMep, (peHOMEH NOMHMHAHTHOCTH — PELECCUBHOCTH.

Hukonait Bnagumuposua Tumodees-Pecockuii (1900—1981)

Ho B oTHOWIEHNN IpYrUX — OH MPEACTAaBUII CBOW B3IVIAL,
00paTHB BHUMAHHE HA WX KOHIENITYaJIbHOCTh W TPAKTH-
YecKoe 3HaYeHHE, — OHM MOTYT OBITH ITOJIE3HBI, OTMEYal
OH, «IIpeX/e BCero B 00NacTH HACIEICTBEHHOI HaToso-
ruu 4yenoBekay. Cpeay HUX: TeTeporeHHbIe, MoauQeHHbIe
(MJIeHOTPOMNHBIE), a TakkKe KOHCTAHTHO M BapHadenbHO
Onnako erie paHee
C.H. laBuieHKOB, IPAaKTHKys B KIMHHUKE HEPBHBIX 00J€3-
Heil B 1930-x IT., IIMPOKO KMH TMOJIL30BAJICS, pPa3BUBAs
CBOIO KOHIIEIIIMIO YCIOBHOTO TpPONMHM3Ma U OOOCHOBBIBAs
HEOOXOZAMMOCTh KaTaJIOTH3allii TE€HOB HACIIE/ICTBEHHBIX
oonesneit [5]. Crnycrs noutu 40 ner B. Mak-Ketocuk atn

TIPOABJIAIOIIHUCCAH T'CHBI.

Q)CHOMGHBI TMPOSBJICHUA T'CHOB Y Y€JIOBCKA, HE MCHAA CYTU
B HX HHTCPIIPETALNM, HaA3BaJl «IPUHIUIIAMHA KIWMHAYC-

Akmoeasn nexkuyus

CKOM TEHETUKN»:
YecKuii momuMophu3M (BaprabeTbHOCTh), TeHETHIECKas
TeTepPOTeHHOCTH | TureioTporusm [9, 19].

He ymansst Beimatomerocst Bkiuaga H.B. Tumodeesa-
PecoBckoro B 0000111eHnY 110 (HEHOMEHOIOTHH TIPOSIBIICHUS
T€HOB, BKJIIOYEHHOCTh 3THX (DEHOMEHOB B KJIMHHUKY, 0000-
LICHWE W aHAIU3 OOLIMPHOTO KIMHUYECKOTO Marepuaia B
TpexX HANpPaBJICHUSIX — MOINMOP(U3M, TETEPOreHHOCTh U
IUICHOTPONIM3M — HPHHAIIEKNUT MEIANKaM, KIMHUINCTAaM.
U cpenn oreuectBenHbix 310 C.H. JlaBuneHKoB, 3apyOex-
HbIX — B. Mak-Kstocuk. CnipaBeymmBo 1 000CHOBaHHO 3TH
(beHOMEHBI Ha3BaTh WX WMEHAMHM — IPUHLMIIB KIWHUYE-
ckoil renetuku JlaBunenkoBa—Mak-Kpiocuka. B uzmnoxe-
HHMM MaTepHajIoB IO OTHENBHBIM ()OpMaM IaToJIOTHH 00y-
YaIOIMMCS MEIUIMHCKOM I'€HETHKE IIenecoo0pa3Ha MMEH-
HO 3Ta cXeMa IPETIOHECEHNS MaTepraa.

KJIIMHU-

Cepreii Hukonaesuu laBunenkos (1880—1961)
«TpaHC.TIHI.[I/IOHHaH» MeaAuIIUMHa

E)]Ba JI1 HE CaMbIM BaXHBIM apryMCcHTOM B IIPUHATUN
K MCIIOJIHEHHIO MEXITyHApOIHOTO MpoekTa «['eHoM uerno-
BeKa» OBLIO aHOHCHUPOBAHHUE IOJIOXKEHUS O TOM, 4TO IO-
JydeHHbIE 3HAHWS IO AHATOMHHM TE€HOMa II03BOJIAT pe-
IIATh MHOTHE Ba)KHBIC BOIPOCHI MATOJIOTHH YeJIOBEKa, U
IpexJe Bcero Tex 0ose3Heil, KOTopble NPUHATO HA3bIBAThH
COLMAIBGHO 3HAYUMBIMH, YacTBIMH, IIMPOKO pPacIpocTpa-
HEHHBIMU: OITyXOJIEBBIE, CEPAEYHO-COCYIUCThIC (KOpOHAap-
Hasi OOJIe3Hb, apTepHabHasi TMIEPTOHMUS), CaxapHbIA Jra-
Oet, OporxmanpHas actMa u jp. [Ipearmonaraiock, 9To, mo-
HSB MOJICKYJISIPHO-TEHETUYECKYIO TPUPOLY ITUX OOJe3HEH,
YIAcTCs MPEUIOKUTD KIMHUYECKOH TPAKTHUKE TaKUE TECTHI
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(B TOM UHCIIe TEHETUIECKHE), KOTOPBIE CYIIECTBEHHO YITyd-
[1aT Ka4eCTBO MEAMIMHCKOIN ITOMOIIM HAaCENCHHIO B OTHO-
LIEHUU CBOEBPEMEHHOTO ANAarH03a, IPOTHO3a U JICYESHHS.

Ho crownio TonpKo BeAyIIMM HCCIIEIOBATENSIM IPOSKTa
«['eHOM YesioBeKa» 3a TOJ J0 OOBSBICHHS O 3aBEpPIICHUH
CCKBCHHUPOBAHUA I'CHOMA 4Y€JIOBCKA 3asABUTH, YTO MOJICKY-
JSIpHAsi TEHETHKa, TpaHC(hOpMUpOBaBIIAsiCI B TEHOMMKY,
Tereph JIOCTUIIIA COBEPIICHHOJIETHUS W TOTOBAa HPHUHSTH
«UEHTPAITHFHOE)» MECTO B KIIMHUYECKON MEIUIMHE, KaK KIU-
HULIUCTBI OCTPO MOCTABHIIM BONIPOC O 3HAUYCHUH TCHOMHBIX
):[OCTI/I)KCHI/Iﬁ JJIA MCIUIMHBI. «OTBJICYCHHUC BHUMAHUA, Ha-
pactaronmii  mporpecc WM HoBas 9pa?» OJHO3HAYHOTO
OTBETa Ha 3TOT BOIIPOC TaK M HE AaHO. be3ycnoBHO, pe3yib-
TaThl TEHOMHBIX HCCIICIOBAHUH IJISI MEIUIMHBI CIIETYyeT
OLICHMBATh KaK BaXXHbIC, MMEOMNE (YHIAMEHTAILHOE H
MpaKTHYeCKoe 3HaueHue. MHTepec KIMHULIMCTOB K 3TOM
npobJieMe OrpoMHBIH. ['eHeTHueckoe TecTHpoBaHHE B OT-
HOIIICHUH HacIIeJICTBEHHBIX OOJIE3HEH CTano PyTUHHOM TeX-
HOJIOTHEH NEepCOHU(PUIMPOBAHHOW MEAUIMHEI U BKIIOYa-
€T okojo 1,5 ThIC. TEHETHYECKUX TECTOB, a B KIMHHYE-
ckoit (apmakonorun 11 40% BceX NPHMEHAEMBIX
JIEKapCTBEHHBIX CPEJCTB MMEETCS T'eHeThdecKkas MHQOp-
Mauus 00 MHIMBUIYAJIbHOHM peakliy Ha HUX.

OpHaKO B OTHOIIEHWH MYJbTH()AKTOPHAIBHBIX 3200-
neanuit (M®3), 111 KOTOPBIX OOHAPYKUBAEMbIE TEHETH-
YEeCKHE acCOIMAIlMN — TeHEeTHYeCKuil (€) mapkep (BI) U
npu3HaKk# (00JIE3HB), COCTABIIAIONINE OCHOBY IS IIepesa-
yy (TPAHCIAIMN) NaHHOH MHGOPMAIMH B KIMHHYIECKYTO
NIPaKTHKY, CYIIECTBYEeT MHOTO BoIpocoB. HanexHo oOHa-
pYy’XMBaeMble TEHETHUECKHE acCOLMALNH, K COXKaJICHHUIO,
MMECIOT MaJIbIi BKJIAJ] B PUCK pa3BUTHs Oosie3nel. [Ipaaa,
3TOT PHCK 3aMETHO YBEIUYUBAETCS Yy HOCHUTENEH KoMOu-
Hanuit (aHcaMmOJei) ajelbHBIX BapUaHTOB TEHOB TOJI-
BEpXEHHOCTH. Kpome Toro, BBISBISIFOTCS OOIIWE TEHBI,
BOBJICUCHHBIC B TATOTCHE3 PAa3HBIX, HO HEPEIKO code-
TAIOIUXCS (CHHTPONHNH) OOJNE3HEH; Takue TeHbl Ha3BaHbBI
cuntponHeiMu reHamu [10, 11]. CnoBoM, cymecTByeT
npoOiemMa, He pelIeHHass K CEeroJHSALUIHEMY HIO, — TeHe-
THUYECKOE TECTHPOBAaHHE MYJIbTH()AKTOPHAIBHBIX 3a00J1e-
BaHuil. Ha 3TOM BakHO ()MKCHpOBATH BHUMAHUE KIIMHH-
IICTOB M OCOOEHHO YyUPEXICHUH (JaCTO KOMMEPIECKHUX),
MpeAJaralonuX TeHETHYECKOe TECTUPOBAHUE ITOJBEP-
JKEHHOCTH KO BCEM OOJIe3HSIM, BKJIIOYasl aJKOTOJIH3M,
HapKOMaHUIO, ICBUAHTHOC MMOBCJACHUC U IIP.

Ho »ToT myTh MOXHO NpPOWTH, TOJIBKO HaKaIuBas
OIIBIT B PaboTE C MALMEHTaMHU, KOHEYHO, COTJIACHBIX yda-
CTBOBATh B TAKMX HCCIEIOBAHUAX. B 3TOM cMmBbICiie MOTYT

Hpoﬂezomeubl KMe()lll{uHCKﬂﬁ namozcenemukxe

OBITH TOJIE3HBI HIDKE IIEPEUMCIICHHBIE OPHEHTUPHI (II0-
CTyNaThl) TeHeTHIecKoro TectupoBanust MD3 [11]:

— €CJIi Mopallb U «a0COJIOTHOE» 3HAHHE HPE/ICTaB-
JISIOT UACANBHBIA MUP, TO KIMHUYECKas MPaKTHKa — MU
peanbHbIi;

— rererndeckoe tectupoBanue (I'T) — aTo mpoasu-
JKEHHE HABCTPEUy K TOMY, YTO HUKOTJA HE ONPENEIHUTCS
JI0 KOHIIA ¥ HE CTaHET MPOCTON 00JIaCThIO IPUMEHEHUS U
MPOCTBIM NPEIMETOM U3YUCHUS;

— nns yenemHoro npojsikenuss ['T HeoOxonuma
PEKOHCTPYKLIMSI B3aUMHBIX OXHIAHUM Bpauyew, UCCIEo-
BaTeyIcH M MaI[MCHTOB;

— KJIMHMYECKasl IPAaKTUKa JTOJDKHA OMHUPAThCs Ha JI0-
Ka3aTeNbHYI0 MEAULUHY, HO MOCIEIHSAS — 3TO Mpolecc
MOXXM3HEHHOTO COBEPILIEHCTBOBAHUS pagdl OOeCTIedeHHs
KayeCTBEHHOMN IOMOIIY MaIUeHTY;

— I'T He BMecTO, a BMecTe ¢ (PEHOTHITUUECKHMU Map-
KEepaMHU MOTYT YK€ CeroJiHsi ObITh yUTEHBI B MepcoOHU(U-
LHUPOBAaHHOM IIPOTHO3€, BCET1a BEPOSITHOCTHOM.

3akiouenune

MenuuuHCKas TeHETHKa JBaKAbI 32 CBOIO HCTOPHIO
pa3sBUTHUSL UMeENa BCIUIECKM OTPOMHOTO BHUMAaHUs K ceOe
CO CTOPOHBI CMEKHBIX AWUCHUIUINH W OpPTaHMU3aINN Tpak-
THUYECKOTO 37[paBooXpaHeHus. [IepBbIii BCIIIeCcK, CTHMY-
JIMPOBABIINI Pa3BUTHE MEAMIIMHCKOW T€HETUKH, OBIIT OIl-
peliesieH ycrexaMy B JICUCHUH aHTHOMOTHKAMH IETCKHX
nHQEKLHii, Korga oOHApYKHIOCh, YTO B CTPYKType JeT-
CKOW CMEPTHOCTH JIOCTaTOYHO BBICOK YJAENIbHBIN BEC BPO-
JKICHHBIX M HACJIEAICTBEHHBIX Oone3Hei. VIMEHHO «aHTH-
GakTepuanmbHas 3pa» CTHUMYJIMPOBAJA BHUMAaHHE K pac-
MIMPEHUIO HWCCIENIOBAaHMA B 0OJACTH JUATHOCTUKH H
JICYeHUs] HACJICACTBEHHBIX 3a0oneBaHnii. Bropoii, Hauas-
mmiics ¢ 1980-x rr., 00ycClIOBIEHHBIN HAa4aJoOM M yclexa-
MH T€HOMHBIX HCCIICOBaHUI («reHOMHAs 3pa») pacipo-
CTpaHCHHBIX 3a00JeBaHUN MYJIbTH()AKTOPHAIBHONU MpH-
ponel. Tak 0003HAYMIIKMCEH JBa SIBICHUS B KIMHUYECKOU
MEIWIMHE: [eaKaJeMHU3anns TeHETHUECKHX HCCIe0Ba-
HUH ¥ KOHCyMapH3alys, T.e. CTHMYJIHPOBaHNE TOTPEOHO-
CTH B MEJIULIMHCKOM TeHeTuke [25].

B oTolf cHTyanuMM eCTeCTBEHHO aKTyaln3UpyeTcs
npobyieMa TOBBIILICHHsT KadecTBa OOy4eHHs B 001acTu
MEIUIMHCKON TeHETUKHN U TEHETHKHU YEJIOBEKa, MCIIOIb30-
BaHMS TPETIOIaBATENIIMHI BCETO apceHala ANAAKTHIECKUX
MIPUEMOB, JIOTHYECKNX OCHOBAHHUH M 3aKOHOB OOYyYCHUS
CTyZCHTOB-MeUKOB (puc. 3) [8], BKIIOYas WHTEpPHET-
pecypchl. B oTHOIIEHNH MOCIEAHUX CIIETYET OTMETHTB UX
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Akmoeasn nexkuyus

N300MIIME W HENPEPBIBHOE DACIIMPEHHE B CIIEAYFOLIHX
HaIpaBJIeHUSIX: aJ[PeCHOCTh (UIKOJBHUKH, CTYICHTHI, ac-
MMUPAHTHI, KIMHUYECKHE OPAWHATOPHI), MEPHOANIHOCTH

OOHOBIICHHSI W TIEPECMOTpP HH(POPMALNH, TOCTYITHOCTH
(OecnmaTHOCTB), POJTHOM S3BIK.

TIpoGembr
CTuMyJIBI P IIpoayKTHBHOCTD > Pe3ynbratel
VYnpasnenue /
MotuBarus
Conepxanue
5]
=
=
V4eOHble MIaHbl
VYyeGHble IPOrpaMMbl
VuebHble cpencTpa
Yyenue
IIpenonaBanue OGpazosanue
3HaHus
VMmenus
Hagbiku
| | 7
| TexHonorus |
Jlornueckoe OCHOBaHHUE AUAAKTHYECKOTO MpoIecca
3aKoHbI, 3aKOHOMEPHOCTH, IIPaBHIIA

Puc. 3. B3auMocBs3b MEX1y OCHOBHBIMM JMAAKTUUECKUMH KAaTErOPHAMU KaK CTPYKTYPHBIMH KOMIOHEHTaMH ILI€JIOCTHOIO IMAAKTUYECKOro IIpolecca
(A. Kynpusaos, 1. Yupkos)

TaGnuma 2

DJIeKTPOHHBIE pecypchl 0 MeIUIHCKON reHeTHKe (Ha PyCCKOM fI3BIKE)

Pecypc

DIeKTPOHHBIH azpec

Hayunas snekrponHas 6ubarorexa

Knaccuueckast 1 MOJIEKyIIpHast OHOIOTHs

baza 3HaHwMit o OGHOIOrHY YesIoBeKa

DeKTpOHHbIE MEIUIIMHCKUE KHUTH

N.®. Kumyne. Ob1ast 1 MOJIeKyJIsIpHast TeHETHKA

H.K. SaKoBckuii. O6pa3oBaTensHas nporpamma 1o reseruke Roche Genetics
Iomynsiprsle cTaThy IO paszeny «[eHOM denoBeKay

B Tabn. 2 mpuBeAeHH 3IEKTPOHHBIC aapeca WHGOP-
MalliH 110 MeTUIIMHCKOM TeHEeTHKE Ha PyCCKOM SI3BIKE.
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