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[naBa 5
FTEHETUWYECKUWUE ANNTEMMDbI

BBEAEHUE

B rnaBe, mOCBSIIIEHHON TeHETUYECKUM AUIEMMAM, MbI 3aTPOHEM TaKYIO
crienn@uIecKyto oTpaciib HAyIHO! NesTeIbHOCTH, KaK TeHHast MHXKEHepHs.
Ha npoTsikeHuM MHOTHX JIET pa3BUTUS 3TOM HAyYHO-TEXHOJOTMUECKOM AUC-
LIUTIMHBI OHA HE BOCIIPUHUMAJIACh OOIIECTBOM BCEPhE3, COCTABIISISI OCHOBY
CIOKETOB Hay4YHO-(PaHTACTUYECKMX KHUT M CLIEHApHEB XKYTKMX ITOCTAIIOKa-
JIMTITUYECKUX (brTbMOB. Takoit He3aBUIHBIN CTaTyC BeChbMa IepCIICKTUBHOMN
HayK¥ 0OBSICHSIICS JIETKO: TeHeTUYeCKast MHXKEHEepUsl B CO3HAHUM Mace TPy -
paBHUBaJach K «urpe B bora», mombITKe MaHUITYJIMPOBATh YeJIOBEYECKOI
mpuponaoii. MHOTHWe JIIOOW BUIEIN B HEUl 3710, Mojiaras, 4TO pacKpHIBIIME
CEKPEThl FeHETUYECKOIO KO/Ia YUeHbIe MOJYYMIN Obl IIIAHC U3MEHSTh YeJI0-
BEUYECTBO IO CBOEMY YCMOTPEHUIO, 3JIOYIIOTPEOIIsisi CBOMM TIOJIOXKEHUEM W
3HAHUSIMU.

[To cocTosiHMIO HA CErogHSIIHMI AeHb FeHEeTHUKA 4eJOBeKa He CTOJIb
MOHOJIUTHA, KaK Kaxercs. ['eHeTMuecKue TEeXHOJOTMH ITPOCTUPAIOTCS OT
FeHETUYECKOro CKpuMHUHra U ucnonb3oBanus JHK-30H10B, ¢ ogqHO# cTO-
POHBI, 10 TPEUMITIAHTAIIMOHHOM MaTHOCTUKY 1 CEJIEKTUBHOTO abopTa — C
JIPYTOii, OT TeHETUYECKOI0 KOHCYJIbTUPOBAHUS 1O TeHHOM TepaIlliy COMaTH-
YeCKMX KJICTOK W, BOBMOXHO, B OyIyIIIeM J0 TeHHOI TepaIliy 3apOabIIIeBOM
JmHanr. Crona ke OTHOCUTCS M TIPOEKT «I eHOM 4ejToBeKa», HarpaBJIeHHBI
Ha TOJIyYeHMEe MOJIHON HYKJICOTUIHON IMOCIEIOBATEIbHOCTHA YeI0BEYECKO-
ro reHoMa. KimoHupoBaHMe, HEKOTIa BOCIIPUHUMABIIIEECsT KaK KOIIIMapHast
(baHTa3Ms1 GE30TBETCTBEHHBIX YUEHBIX, TEIEPh 3aHMMAET LIEHTPaJIbHOE Me-
CTO B CephEe3HBIX ITUUCCKNX AcbaTax. HampoTuB, eBreHnka (yCuaeHHE XKe-
JIaTeJIbHBIX 3aJaTKOB U IPU3HAKOB YeJIOBEKAa IeHETUYECKUMHM CPEJICTBAMU)
IIPOIOJIKAET UTPATh HEOOJIBIIYIO POJIb B CEPbE3HbBIX IUCKYCCUSIX O PA3BUTUM
TEHETUKMU.

MonekyjisipHasi MeAMLMHA BKJIIOYAeT B ceOsl TpU LIMPOKUE OO0JIACTHU:
U3y4eHNEe TeHOB M MX TPOAYKTOB, BBISBIICHNE HEHOPMAJIBHOM 3KCITPECCUU
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TeHOB B 0OJIE3HEHHBIX COCTOSIHUSIX, TePareBTUUECKY0 MOAUMUKALIUIO HE-
HOpMaJIbHOI 3Kcrpeccuu TeHoB. [JHK-texHomorum yxe mo3BOIMIN TIPO-
JIUTb CBET HAa TEHETUYECKKE OCHOBBI psiia MOHOT€HHBIX 3a00JI€BaHU, TAKUX
Kak mykoBucuuao3 (reH CFTR), xopes I'entunrrona (reH /715), cuHnpom
JioMKoit X-xpoMocoMsbl (TeH FMRI), cemeitHas TunepxosecTepruHeMust (TeH
pelienTopa JUMONPOTEMHOB HU3KOI TUIOTHOCTH), CeMeliHasl TUIepTpodu-
yeckasi KapIruoMuomaTust (TeH TSKeJOoW 1ely MUO3WHA), MUOIUCTPODUS
HwouieHHa (reH auctpoguu). XoTsl omnpeaeieHue IeHeTUYEeCKOH OCHOBBI
MYJIbTUTEHHBIX (IIOJIUTEHHBIX) 3a00JI€BaHWII HAMHOTO CJIOXXHEE, TeM He
MeHee OBICTPO TPOTPECCUPYIOT MCCIENOBaHUS TeHOB, BBI3BIBAIOIINX TaKUe
00JIe3H1, JOCTUTHYTHI YCIIeXU B IOMCKE TeHOB, OTBETCTBEHHBIX 3a 3a00JIeBa-
HUS cepAala, TMIIEPTOHUIO, TMA0ET, OCTeONopo3, 0co0eHHO BA 1 HEKOTOpbIE
BUAbl paka. OnucaHbl 1Ba reHa, ONpeaessiole BOCIPUUMYUBOCTb K PaKy
rpynu u paky suaHuka (BRCAI v BRCA2), onun — K BA (APOE) v onuH —
K 3a0osieBaHusIM cepaua (AGT). MonekyasipHasi AMarHOCTUKa TeHETUYECKOM
MPeapacroioKeHHOCTU K paKky SIMYHUKA U paKy TPYAU yxKe Terepb TOCTyITHA
B CIIIA.

XOTS1 UCXOMHOM 1IeJbI0 TEHHOM Tepanuu ObLIM 3aMelleHNe MYTHPOBaB-
IIMX TeHOB B TEPMEHTATUBHBIX KJIETKAX W JICUCHUE HACJIEeICTBCHHBIX TeHE-
TUYECKUX O0Jie3Hel, 3HAUUTEIbHO OOJIbIIEro MOXHO JOOMThCS IyTeM 3a-
MEIICHUSI HEeTOCTAIONIIMX OCIKOB B MU(pdepeHIIMPOBAHHBIX COMATUIECKUX
kieTkax. McibiTaHus B 00J1acTi TEHHOM Tepany COMaTUIeCKMX KJIETOK Ha-
yaauch eme B 1990 r., B OCHOBHOM OHU KacaluCh 3J10Ka4eCTBEHHBIX KJIETOK,
0COOEHHO MEJIAaHOMBI, paKa TPy U IMYHUKA, TITMOOJIACTOMBI U Pa3TMIHbBIX
dopM seiikemuu. BeayTcs Takke ucciaeaoBaHUs MO Tepaluuy Takux 0oJie3-
Hell, KaK MyKOBHMCIIMIO3, HEKOTOPHIE OITyXOJIM MO3Ta, KOPOHAapHEIE 3a00J1¢-
BaHus, CITU/I u muonuctpodus HioieHHa.

MPUMEPbI 113 KNTMHWYECKOIA NPAKTUKK

Jns Toro 4yToObl MOKa3aTh MPUMEHEHUE T€HETUYECKUX TEXHOJIOTUM IO
OTHOUIIEHUIO K YEJIOBEKY, PACCMOTPUM HECKOJIbKO WJLTIOCTpAlUii, Kacawo-
muxcst cemeitHoit mapel, Pebekku u Pakca, 3a KoTopbIMU MbI OyeM HabJTIo-
JIaTh B TEUEHUE HECKOJIBKHUX JIET.

Bo BpeMs mepBoit OepeMeHHOCTU HECKOJIbKO JIeT Ha3ajd ObLIM OCHOBAHUS TO-
JI03peBaTh y 3apoibiina MykKoBucumo3. Ha 16-ii Hexesre ObLT MpoBeAcH aMHHMOLICH-
Te3 — ylnajJeHO HeOOJIbIIOoEe KOJMYECTBO aMHMOTUYECKON XKUIAKOCTU, C TEM YTOObI
MPOBEPUTHh HEKOTOPHIE 3apObIIIEBbIe KJIETKM Ha MYKOBUCIIMIO3 C TIOMOIIBIO TeHe-
TUYECKOTO TecTa MeTonoM pekoMOnHaHTHBIX JIHK. Pebekka n Pakc 3Hanu, uro eciu
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TECT ACT MOJIOKUTEIbHBIN Pe3yJIbTaT, TO OHU OKaXyTCsT Tiepel BEIOOPOM: JINGO ocTa-
BUTb OEPEMEHHOCTD, 3Hasl, 4YTO PeOEHOK OYIET CTpalaTh 3TUM TSKEIbIM 3200JIeBaHU -
eM, JIn0o caenaTh abopt. Eciiu ObI 1eJ10 TPOMCXOaUIIO B OoJiee OJIM3Koe K HaM BpeMsl,
TMAHHBIN TECT MOXKHO OBIIO ObI TIPOBECTH Ha 8-if Hellesie ¢ TTIOMOIIILIO GMOTICY BOPCHH
XopuoHa. Bei6op, onHaKo, ObLT Obl TOYHO TAKUM Ke. B HalleM e ciydae TecT aai mo-
JIOXXUTEJNIbHBIN pe3ysbTat, Ho PeOekka u Pakc pemniu He aenath abopT. B pesynbrare
rmostBMIIach Ha cBeT KaTpuH.

JniieMMa coCTOUT B TOM, 00J1aiaeT JIM 3apOJIbII C TEHOM MYKOBUCLIMIO3a
MEHbIIIEeH IIeHHOCTBIO, YeM 3apoJiblil 06e3 3Toro reHa. OmMHaKO 3TO TOJBKO Ha-
yajo, MOTOMY 4TO OOJIbHON 3apOo/bllll CTaHET OOJIbHBIM PEOEHKOM, a TOT CTa-
HeT OOJIbHBIM B3POCJbIM, KOTOPbIN, YIUTHIBASI BO3MOXKHOCTH COBPEMEHHOM
MEIUILIMHEI, IIPOXUBET HeAoJTO. YTO B JAHHOM clTy4yae TIPeaITOYTUTeIbHEE —
HEeCYILIeCTBOBaHME 3apObliiia WY MTPOJOJIKEHUE €ro CYLIECTBOBaHMS?

Hemnoro 3aberas Briepen, HaBecTUM Pebekky m Pakca, KoTophle KIyT
cJIeAyIolero pedeHka.

[To MOHATHBIM MPUYMHAM OHM 00ECITOKOEHBI TIEPCIIEKTUBOM TTOSIBTICHUS eI11e O/~
HOTO pebeHKa ¢ MYKOBHUCIIMIO30M. B CBsI3M ¢ 3TMM OHU MPOMHOOPMHUPOBAHEI, YTO
MOYHO TIPOBECTH T€HETUIECKOe TeCTUPOBAHME CaMOTO SMOPHOHA, TPEXIe YeM M-
TJIAHTUPOBATh €T0 B MAaTKy. DTa TEXHOJIOTUS TOJydnsia Ha3BaHUE dMOPUOHATBHON
ouoncun. ViM roBOpSIT, 9TO HEOOXOAMMO TIPUOETHYTHh K METOIY OTUIOOTBOPEHUS B TIPO-
O6upke (IKCTpakopriopaibHOe orutonoTBoperue, DKO) 1 uro u3 asmOpruoHa Ha paHHENH
CTaauu pa3BUTHS OyIeT M3BJIeueHa OHA KJIeTKa, KOTOPYIO TIPOTECTUPYIOT TaK ke, Kak
U B IpeablayleM ciayyae. Eciu Tect nact oTpuuaTe bHbl pe3yabTaT, 3apoabiil Oy-
IeT UMIDTaHTpoBaH Pebekke. Eciu ke TecT MOATBEpIUT HaJIMUe MyKOBUCIINI03a,
SMOpUOH OyneT pa3pylleH W BCIO MPOIEeNypy MOBTOPSAT HA CIEMYyIONIeM SMOpPUOHE,
U TaK 10 TeX MOop, MTOKa TECT He OKAXETCsl OTPULIATEIbHBIM.

Yto ¢ aTUYeCcKOl TOUKHU 3peHus nenatoT Pebekka u Pakc, ecnu oHU BeTa-
10T Ha IIyTh pa3pylIeHUs TeHETUUSCKN MOBPEKICHHBIX SMOpHOHOB? 31ech
yKe TIpUXOINUTCST BEIOMpPATh He MEXIY LIEHHOCTBIO 3apOoAbllia U IIEHHOCTBIO
JIMYHOCTH, a MEXIYy LIEHHOCTbBIO 4- WM §-KJIETOYHOTO SMOPUOHA U LIEHHO-
CTBIO TMYHOCTH. HeKoTOphIe MOTYT YTBEpKIATh, UYTO TOTOBHOCTH Pa3pyIINTh
YeJIOBEYECKMI SMOPUOH — 3TO BCE PaBHO YTO TOTOBHOCTh OTHSTH YeI0BeYE-
CKyI0 Xu3Hb. OITHAKO MOXHO CUMTATh, UYTO 3[eCh, KaK M B CIyJae ¢ KOHTpa-
HeIIei, pedb UIET O ellle HeCyIIeCcTBYIomel k3. OUeBUIHO, YTO €CIIN
Pebexka 1 Pakc ncnonb3yroT KOHTPALIENITUBEL X HE UMEIOT IETe, TO O HUX
HEJIb3sI CKa3aTh, YTO OHM OTHUMAIOT XKU3Hb.

IMpennoxum eiie oguH cueHapuii misg Pedbekku u Pakca, momecTuB ux B elle
GoJiee oTnalieHHoe Oyayiiee. MIM OIsITh COBETYIOT MCKYCCTBEHHOE OIIOIOTBOPEHUE
(BKO), HO aKlIeHT Terepb AEIaeTCsS Ha TOM, YTO SMOPHMOHBI OYOYT TECTUPOBATHCS
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C LIeJIbI0O CKOPPEKTUPOBATh JII00OI FeHEeTUUYeCKUil nedeKT, KOTOpblii OyaeT oOHapy-
keH. B aToit cutyanmu yxxe He BO3HUKAeT Bomipoca 00 abopte in vitro. [leficTBUTEBHO,
€CJIM B 9TOM CJIy4yae MepBblii 9MOPUOH OKaxkeTcsl e(eKTHBIM 110 TeHY MyKOBUCIIUI0-
3a, 3TOT T'eH Oy/eT 3aMEHEH MM BMECTO HEro OyaeT BCTaBJieH APYroil reH. DTO U ecTh
chepa reHHOIT Teparuy 3apOIbIIIEBOI TUHUN.

Ha mpakTtuke reHHas Teparms 3apOAbIIIeBOM JWHUM OymeT Topasmo
CJIOXXHEe M TOPOXe, HEXEJW OTKa3 OT MMIUIaHTalUU Je(PEKTHBIX IMOPUO-
HOB. TeM He MeHee ecJIM TeHHasl Tepanusl 3apOAbIIIeBOM TMHUM CTaHET BO3-
MOXKHOW, MBI IOJDKHBI Oy/IeM B3BEIIIMBATh BCE TMTOTEHIIMAIbHBIE BO3PaXKEHUSI.

Wrak, Hallia mapa cieiajia cBoit BbIOOp. Y Hux aBoe aeteit. KaTpuH, y Ko-
TOPOI MyKOBUCLIMIIO3, U Paiiuen, y KOTopoii ero HeT. Paituen nossBuiach u3
3[I0POBOT0 AMOPUOHA, UMIUITAHTUPOBAHHOTO MOCJIe TeHETHYeCKoro tecra. J1o
3TOro OBLIO pa3pyllIeHo ABa 3MOpuoHa. Pebekka m Pakc Mormu ObI mpenor-
BpaTUTh poxaeHue KaTprH, KOTopoii ceituac 13 jer, py 3TOM OHa YyBCTBY-
eT ceOsl He OUeHb XOPOIIIO U IIPOTHO3 €€ COCTOSTHUS HEeYTeIIUTEbHbINA. DTOro
MOKHO OBLITO U30eXaTh MOCPEACTBOM MO3AHEro abopTta. JIBa yesoseka, 60J1b-
HBIX MYKOBUCLIMIIO30M, MOIJIM TTOSIBUTHCSI HA CBET, HO 3TOrO HE CIYYUJIOCH.
Paituen 3mopoBa. B ocHOBe Bcex 3TUX ClieHapHeB JieXkaT MHOTOOOpa3HbIE BO3-
MOKHOCTU T€HETUYECKOI TEXHOJIOIMU, K KOTOPBIM MBI ceiiuac U o0paTumcsl.

FEHHAA TEPANNA COMATUMECKINX KNETOK

I'enHasg Tepanmst cOMaTUYECKMX KJIETOK, BIIEPBBIC pa3pellcHHasT K TpH-
MeHeHMIo B 1989 r. u BnepBbie ampobupoBaHHas B 1990 r., mompasymeBaeT
KOPPEKLNIO TeHETHIECKNX Ae(eKTOB B KJIETKAX CaMOTO TallMeHTa, IIpUIeM
9TU KJIETKU COMaThyeckue (TO eCcTb OObIYHbIE KJIETKM Tesa). MeTon BKIIIOo-
yaeT 3aMEHY, KOPPEKTUPOBKY WIM IO0aBJICHUE; TeHbI BBOMST C ITOMOIIBIO
PETPOBUPYCHBIX BEKTOpOB. UyXKepomHbie TeHBI BBOAST B KJIETKM TakK, 4TO-
obl nx JIHK morna tpanckpubupoBathesi B maTtpuuHyio PHK, ¢ koropoii
MOTJIM OBl CMHTe3npoBaThes Oenku. HambGonee addexkTnBHBIN HA ceromHs
CMoco0 — UCIOJIb30BaHUE BUPYCOB, KOTOPbIE M3MEHSIIOT ITyTEM BBEICHUS
B HUX MHTEPECYIOLIEro Hac T'eHa; COOCTBEHHBIN MeXaHU3M MHOUIUPOBAHUS
9THUX BUPYCOB MO3BOJISIET TIEPEHOCUTD TeHBI B KJIETKY. Takue BUPYChl Ha3bIBa-
FOT BEKTOpPaMU, U 3TO MOTYT OBITh PETPOBUPYCHI, alEHOBUPYCHI WIIA IIPOCTETi-
e BUpYCH reprieca. [ToMmmo Takux Bekropos, JJHK B uesoBeuecke KieTku
MOKHO BBOINTH HAIIPSIMYIO, TTOMEIIAst X B TaKWE CTPYKTYPHI, KaK JINTIOCOMBI,
KOTOpbIE MOTYT CJIY>KUTh CPEICTBOM TEepeHOca HEKOTOPhIX TeHOB. B HacTosi-
LMW1 MOMEHT HU OIMH M3 BEKTOPOB HE JIMIIICH HEIOCTaTKOB, Y BCEX €CTh CBOU
TUTIOCHI T MUHYCBI JIJTST SKCITEPUMEHTAIBHON M KITMHIUYECKOM TTPaKTUKH.
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[Ipu npoBeeHMM UCCIEIOBaHUIA Ha JIIOSIX COOTIONAIOT Ype3BhIUaiiHYIO
OCTOPOXHOCTh — KaK MPOLIEAYPHYIO, TAK U 3TUYECKYIO, U ObLIM pa3pado-
TaHbI BIIOJIHE KOHKPETHBIE PYKOBOAALIME NPUHLIUIIBL. CO BpeMEHU EPBOTro
CaHKLIMOHMPOBAHHOIO UCIBITAHUS reHHOM Teparnui B 1990 r. Bo BceM Mupe
ObLT0 TIpOBeneHO Oojiee 350 KIMMHUIECKUX UCITBITAHWI TI0 IIIMPOKOMY KPYTY
3a00JIeBaHUiA, BKJIIOYasi pakK, MyKOBMCLMIO3, HACJIEACTBEHHbIC Ie€HETUYE-
CKHMe 3a00JIeBaHNs, MIIeMIYeCKyo 001e3Hb cepana u CITHU/I.

Hecmortps Ha ycuiust, mpujiaraeMblie B 3TOM HOBOI O0JIACTU MEIUIIMHBI,
HU OIHY (DOPMY F'€HHOI TepaIliH ellle HeJlb3sl CYUTATh a0COJIIOTHO YCIIELIHOM.
Coo0111eHUs1 00 YIY4IIEHUSIX B TeHETUYECKUX 3a00JieBaHUSIX MOCje TeHHOM
Tepanuy B 3HAYMTEIbHOI CTEIICHU OCHOBAHBI HA OTAEIbHBIX IIpUMEpax, OT-
4acTU M3-3a HEOOJIBIIIOTO YKC/Ia TTAIMEHTOB, TPOIIEAIINX TeHHYIO Tepariuio,
OTYACTHM M3-3a JaBHO CYIIECTBYIOIIUX (MHOTOJIETHUX) ITPOOJIEM C MEXaHM3-
Mamu gocraBku (National Health and Medical Research Council, 1999). Tem
HE MeHee CTpaTeryu T'eHHOM Tepalliy HEKOTOPBIX 3a00JIeBaHUII OKa3aauch
MHOI000€LIAIOIIMMU, HAIIPUMED, JIeYECHUE TSKEI0i KOMOMHUPOBAHHOM NM-
MyHosormdeckoii HemoctatouHocti (SCID), Korma neBsTh U3 OMMHHAIIATA
HauydeHTOB ObLIU MoHOCThIO usedyeHbl (Check, 2003).

Llenbio reHHOI Tepalmuy COMAaTUUECKUX KIICTOK SIBIISTFOTCST MOIM(DUKALINS
HEKOTOPOM TTOIMYJISIIUY KJIETOK U yCTpaHEHUE TaKUM ITyTeM Celn(pUIecKo-
ro 3aboJieBaHUs y JAHHOTO IalMeHTa. B 3TOM CMbIC/IE OHA YeM-TO I10X0Xa
Ha TIpollenypy TpaHCIUIAHTAIlMM OpraHa, HO 00JiagaeT Tropasno OoJbIeit
MOIIHOCTBIO, UeM Jito0ast HerpsiMasi reHeTndeckas Tepanus. OmHaKo cylie-
CTBYIOT TEXHUYECKHE CJIOKHOCTH C DKCTIPecCcreil HOBBIX TEHOB U PeTYJIsSIIneit
ux neiictBus. [IpoGieMbl ¢ MeXaHU3MaMM TOCTaBKY F€HETUYECKOIO Marte-
puaja, OTCYyTCTBUEM YCTONYMBOM 9KCIIPECCUU T€HOB Y TOKCUYHOCTBIO CUJIb-
HO OCTYIWJIM TlepBOHAYAIBHBIN 3HTY31Ma3M I10 ITOBOAY 3TOTO BUIA JICUYCHMUS.
[Tpu aTOM TOSIBSIIOTCST COOOIIIEHUST 00 OOHAIEXKMBAIOIINUX PEe3yJIbTaTax He-
KOTOPBIX UCTIBITAHU, a OKMIAHUST Ha Oyyiiiee octatoTcst Beicokumu. OmHa-
KO OHU OBbUIM Cepbe3HO MOKoIeOeHbl B KOHIIe 1999 r., korma BoceMHamla-
trteTHUM Jxkeccn JIXKeJICMHIKEp yMep 4epe3 YeThIpe ITHS TTOCIIe TTOIBITKU
TeHHOM Tepanuy PeIKoTro HapyllIeH!sI MeTaboIn3Ma.

FEHHA{ TEPANIA PAKA

Pax xapakTepusyercs Kak TeHeTUIeCcKoe 3a00JieBaHe, TTIOCKOJIbKY UMEH-
HO TeHbl OTBETCTBEHHBI 3a PEryJisalUI0 POCTa U JejieHus KieTok. IToTeps
5TOTO KOHTPOJISI MPOUCXOAUT M3-3a TMPEKICBPEMEHHOTO OTKITIOUCHUS WU
npeKpanieHusT GYHKINOHUPOBAHMS TeHa Yepe3 oIpeieIeHHOE BpeMsl.
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OOBIYHO, OJHAKO, IJI TOTO, YTOObI BbI3BaTh 3JI0KAYECTBEHHbIC U3Me-
HEHMsI, HEOOXOOMMO TISATh MW IIeCTh M3MEHEHMI B TeHaX, YTO TOBOPUT O
MyJIBTUTEHHOI Tpupone paka. [1aBHas 11e1b MPOTUBOPAKOBOI T€HHOU Te-
panyMy — YCUJUTh COOCTBEHHBI MPOTUBOOITYXOJIEBbIA OTBET OpraHM3Ma
marmenTa. OguH M3 HanboJiee pacIpOCTPaHEHHBIX TOIXOM0B — MCIIOJIb-
30BaHME «[€HOB CaMOYOUIICTBA», UM BEKTOPOB «TPOSIHCKOTO KOHs». OHU
yOUBaIOT KJIETKU, B KOTOPBIX HAXOIATCS, MIPOAYLMPYS CrieliuuIecKue 1u-
TOTOKCHUHEIL. BTOpOI1 momxon — MCIomb30BaHNe CIIEIIMATBHBIX TUM(OIINTOB
(TIL-mmMbonuTOB), KOTOPBIE CO3MAIOTCS M3 00pa30B OMOIICUM OITYXOJIH
U MHGULIUPYIOTCS pEeTPOBUPYCHBIMU BEKTOPAMU, COAEPXKAILMMM Te€HbI 111~
TOKMHOB 4ejIoBeKa. TpeTHii MeTom — BCTaBKa TaKMX T€HOB, KaK TeHbI MH-
TePIACUKUHOB-2 U -4, C 1LIeJIbIO TOBBIIICHUSI UMMYHOTEHHOCTU OITyXOJICBBIX
KJIeTOK. YeTBepThiii — MOJIE3HBIM MOXET ObITh MPSIMOE MaHUIMYJIMPOBaHNUE
OHKOTEHaMM WJIA BOCCTAHOBJICHWEC TE€HOB, ITOIABIISIONINX OITYXOJH, ITO-
CKOJIbBKY HEKOTOpBIC T€HBI MTPAIOT KPUTUYECKYIO POJIb Ha OIpenesIeHHBIX
CTaausIX KaHLEeporeHesa, U €eAMHUYHOE BMEIIATEIbCTBO MOXKET OKa3aThCsl
0IaTONIPUSTHBIM JIJTSI TEPaTTvH.

B Hacrosimee Bpemsi BO3pOCIO KOJIMYECTBO BUIOB paka, IJIs SKCIIe-
PUMEHTAJIBHOIO JICYEHHUS KOTOPBHIX MPUMEHSIOT F€HHYIO0 Tepamnuio. DTo
MeJIaHOMa Ha TIO3MHMX CTAIMSIX Pa3BUTHS, paK TPYIU, TOJICTON KUIIKH,
MOYEBOTO MY3bIPs, IIPOCTATHI, AUUYHUKA, TTOIKEIYIOUHOM KeJie3bl, a TaK-
K€ JIeKeMus 1 HeXOKKMHCKas tuM@oMa. Kpome Toro, 10CTYIMHO U 1M -
POKO HCITOJIb3YeTCsl TEHeTUYECKOe TECTUPOBAHME TIPEIPACIIONOXEHHOCTH
K paKy. 9To MO3BOJISIET UHANBHUAAM U3 TPYIIIHI pucKa IPUHUMATh IIPEBEH-
TUBHbIE Mepbl. CIOPHI BbI3bIBAET paK SIMYHMKA U MPSIMON KMIIKM: JIUIIb
Yy HeOOJBIION YacTH IMAllMEHTOB ¢ 3TMMM 3a00JIeBaHUSIMKU OOHApyKWBa-
0T U3MEHEHHBIE KONIMU ONpeAceHHBIX TeHOB. B ciyyae paka ToycTOM
KUk y 10% GoJIbHBIX BBISIBISIIOT M3MeHeHHbI TeH MSH2, a'y 80% Tex,
Yy KOTO 3TOT TeH MOIU(PUIIMPOBAaH, CYIIECTBYET MPEAPaCIIOIOXEHHOCTh K
paKky MpsIMOM KUIIKU. DTO MO3BOJISIET JOBOJBHO YETKO OIPEACIUTh IPYII-
My pYcKa, KOTOPO MOXHO MOMOYb C TOMOIIbIO TUAaTHOCTUYECKUX TECTOB
U 9HJOCKOIMHU TOJICTOM KUIIKU. B ciydae paka rpyau 5% XKeHIIMH, cTpa-
JAoIINX 3TOM 00JIe3HbIO, HACIEAYIOT U3MEHEHHYIO0 Komnuio reHa BRCAZ,
JIOKQJIM30BaHHOTO B XpoMocoMe 17. Y XXeHIIUH ¢ TaKoil MyTallueil puck
3a00J1eTh PAKOM TPy cocTaBisgeT 85% U MOBBIIIEH PUCK paka SMUYHUKA.
B Takux ciaydasix MOTYT 0Ka3aThCsI LIECHHBIMU TeHETUIECKOE KOHCYIBTUPO-
BaHUE U XUPYPrUsl, XOTs €€ Mojb3a 10 CUX IMOP HEe YCTaHOBJIEHA C OMpenae-
JIEHHOCTBIO.
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PEAKLIUN HA TEHHVIO TEPANUIO COMATUYECKIUX KNETOK

Yro Xe HaM B TaKOM CJjIydae aejiaThb ¢ TeHHOM Teparneil CoOMaTU4eCKnX
kierok? Ee 1ienb — JieueHue I0Jeil C Cepbe3HbIMU T€HETUUYECKUMU Hapy-
LIEHUSIMU ¥ TEM CaMbIM YJIyUYIIEHWE UX COCTOSTHUSI — BITOJIHE BITMCHIBACT-
¢ B TPaIUIIMOHHBIN MEIUIIMHCKUIA 3TOC: UCLENITh, TIe BO3MOXKHO, 3a00-
TUThCST Becerna. OQHAKO TeHHasl Tepallisl COMAaTUYEeCKUX KJIETOK CIBUHYJIA
TpaHUIly MEXIy TeMU COCTOSIHUSIMU, KOTOPbIe MOXHO M3MEHUThb, U TEMMU,
KOTOpPbIE U3MEHUTD Heb3s1. MHOTHME COCTOSTHUS M3 BTOPOI KaTErOpUM He-
JIABHO TIEpELJIA WUIM BCKOpE IepeiayT B MePBYI0. be3ycIoBHO, HET CMBIC-
JIa 3KUTh ¢ Aedopmalieil WM 00J1e3HbI0, OT KOTOPBIX MOXKHO M30aBUTHCH.
C npyroii cTopoHbl, AedopMalysl Win 00Je3Hb He JUIAIOT YeJIOBEUYECKYIO
JKW3Hb CMBIC/IA, M BaXXKHO, YTOOBI CTpeMJIEHNE K (PU3NIECKOMY COBEpIIEH-
CTBY He TTepeBeIINBaIO Pa3BUTHSI COOCTBEHHO YeJI0BeUeCKIX KauecTB. ['eHe-
THKa BOITJIOIIAET CYIIECTBYIOIIEEe OMOJIOrMYecKoe HEPaBEeHCTBO, M HaM BaK-
HO MPUMUPUTHCS ¢ OOIIMM reHEeTUIECKUM OpeMeHeM ueioBeuecTBa. I eHHas
Tepanus COMaTUYECKUX KIETOK, KOHEYHO, ChITPAET BaxKHYIO, HO BCETO JIUIIb
YAaCTUYHYIO POJIb B 00JIEr4YeHNM 3TOro oOpeMeHn. Heobxonmmo Takzke co3naTh
CIpaBeUIMBBIE COLIMAIbHBIE CUCTEMBbI, KOTOPhIE 3allMINaId Obl U MOIIEP-
KWBAJIN JTIOAEH ¢ TeHETUYECKUMU HapYIIEHUSIMU; COOOIIECTBO JTOJKHO JIe-
JIaTh BCE BO3MOKHOE TSI TOTO, YTOOBI 3TH JIFOAW YyBCTBOBAIM ceOsT yBaxkae-
MBIMU U JOCTOMHBIMU.

DTUYecKHe MpoOJIeMBbI, CBI3aHHBIE C TeHHOM Tepanueil cOMaTUYECKHUX
KJIETOK, BKJIFOYAIOT HEOOXOIMMOCTb COM3MEPSTH MOTEHIIMAIBHYIO IOJIb3Y
M Bpell, a TaKXKe OLIEHUBATh 0€30MMacHOCTh U 3(P(PEKTUBHOCTh HOBBIX METO-
noB. MccnenoBaHnsT Ha JKUBOTHBIX TOJKHBI OJHO3HAYHO IMOKAa3bIBATh, YTO
BBEJCHHBIN TeH (PYHKIMOHUPYET aleKBATHO M He BBI3bIBACT HUKAKUX He-
KenaTeabHBIX MOOOUYHBIX 3¢ ¢deKToB. Heodbxonumo odecreynuTs moMeligHue
HOBOTI'O TeHa B KJIETKM-MUIIEHU U TIpeObIBaHNE €ro TaM JOCTaTOYHO JOJITO
IJ1s1 oKa3aHus 3G GEKTUBHOTO BO3IECTBUS; TTOAIEepKaHUE ero SKCIPECCUN
Ha He0OXOIMMOM YpOBHE U TOJIBKO B TTpejesiax JaHHOU TKaHu. Hy:XKHO OBbITh
YBEPEHHBIM, YTO HU JaHHBIN I'eH, HU PETPOBUPYCH HE IPUYMHSAT Bpeaa Ia-
HYeHTy. BaxkHO OIIeHUTH MOJIb3y TEHHOM Tepaly COMaTUYECKUX KJIETOK B
CPaBHEHUM C IPYTMMU HbIHE JOCTYITHBIMU METOAAMM JieUeHUsI (TaKMU, Ha-
IpuMep, KakK rnepecaaka KOCTHOTO MO3ra M XMMUOTepaIus Ipy pake) v ra-
PaHTUPOBATh, YTO HA IIEPBOM MeCTe OYIyT HAaXOIUThLCS MHTEPECH! MallMeHTa.

HekoTtopble U3 3TUYeCKUX MPOOIeM MOXKHO 0000IIUTh, MCTIOJIb30BaB Ha-
6Op BOIIPOCOB, MpPEMIOKEHHBIX HallMoOHaIbHBIM MHCTUTYTOM 3I0POBbS B
1985 1., HO ¢ Tex MOp He YTPAaTUBIIUX aKTYaJbHOCThb. YTO MIMEHHO SIBJISIETCS
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3aboJieBaHUEM, MoaexkaluM JedeHuto? Kakue aabTepHaTUBHBIE CIIOCOObI
JIEUCHUS BTOTO 3a00J1eBaHMS DOCTYITHBI? HacKobKo 6e301acHoit OyaeT reH-
Hasl Tepanus 1JIs alueHTa, ero IOTOMCTBA U APYTUX JIFONIEi, OOIIAIOIIIXCS
¢ nanueHToM? Hackonbko 3¢pdeKTUBHON i nmalyeHTa OyaeT reHHasl Te-
panug? Kakne Mepsl OyOyT TIPUHSTHI, YTOOBI OOCCIIEUNTD CITPABEIINBOCTD
MpY OTOOPE MCTIBITYEMBbIX [UIS1 MPOBEAEeHUS uccaeaoBaHuii? Kakum oopasom
MaUMeHTHl (MJIM UX POOUTENIN TIPU JICUCHUM OeTeil) OymyT IToIydaTh aaeK-
BaTHYI0 MHDOPMALIMIO O TIpeljIaraéMOM UCCAEAOBAaHUU U KaK TOJDKHO yCTa-
HaBIuBaTbesl UX corjacue? Kakue maru OymyT IpearnpUHSTBL 111 3allUThI
YaCTHOM KW3HU MAallMeHTOB, TTOABEPTarOIINXCsI TCHHOM Teparu, 1 KOHPU-
JOEHLIMATbHOCTY MEIULIMHCKOM MH(MOPMALIMU O XOJe UX JieueHUsI?

Bce mepeunciieHHBIE BOIIPOCHI BKYIIE C TEMU OTOBOpPKaMM, KOTOpBIC
OHM COJEPKAT, COIJIACYIOTCsI C BaXXHBIMU 3TUYECKUMM IPUHIIMIIAMU, pa3-
pabOTaHHBIMM B APYTUX O0JACTSIX MEAUIIMHEI C 1IEIbI0 3aIlATH MAlIMEHTOB
u obecrieueHust ux Garonosyunsi. OHU COCTaBJISIOT TaKXKe OCHOBY TeX J0-
KYMEHTOB, B COOTBETCTBUM ¢ KOTOpbIMU B HacTostee BpeMs: B CILIA u EB-
poTIe TIPOBOASTCS UCTIBITAHUS B 00JIACTH TEHHOM Teparni. DT JOKYMEHTHI
BKJIIOYAIOT, B yacTHOcTH, nokian Cosera no 6uostuke Hadbdunna (1993),
pykoBoasiue npuHiunsl Coeta EBporbr (1995) u pekomeHmanmu crie-
manbHoi KoMmuccuu CIIA mo aTuyecKuM, IOpUINYECKUM U COLMaTbHBIM
MocaeACTBUSIM reHetudeckoro tectupoBanust (1997) (ELSI Task Force on
Genetic Testing, 1997).

FEHHASl TEPANNS 3APOABILIEBOIl TUHNN

I'erHas Tepanust 3apobIIIeBOM TMHUM TTOApa3yMeBaeT IIOMeIeHIE TeHa
B 3apOJIBIIIEBYIO JTUHUIO (CIIEpMATO30UI, SHLIEKIETKY I SMOPHOH) TaKUM
00pa3oM, YTOOBI BCE IIOTOMKM 3TOI'0 MOIM(MDUIIMPOBAHHOTO MHINBUIA HECIIU
3I0POBBIN TeH BMECTO Je(EeKTHOTO. DTO TTOMBITKA TEHETUIECKOTO0 MaHUITY-
JIMPOBaHUS SMOPUOHOM Ha PaHHUX CTaAUSIX Pa3BUTHSI, C TEM YTOOBI MHIV-
BHUJI, KOTOPBII pa30BLETCS M3 3TOr0 SMOPHOHA, HE OBLUI MOIBEPXKEH HEU3-
JIeYMOMY 3a00JIeBaH1I0. DKCIIEPUMEHTHI Ha XKUBOTHBIX MMOKa3au, YTO 3TOT
BUI TEHHOI Teparmmu COIPSDKEH ¢ BEICOKMM YPOBHEM PHCKA, ITOTOMY 4TO
9KCMPECCHsT TeHa MOXET ITPOU30MTH B HEITOAXOMAIINX TKaHsAX. [T0CKOIbKY
yyKepoaHbIii reH BBoaAT B JIHK xo3simHa ciyyaiiHbIM 00pa3oM, HEKOTOPHIE
¢a3bl HOPMAJTEHOTO Pa3BUTHSI SMOPHOHA MOTYT OBITh HAPYIIICHBI C TSKEITHI -
mu nocneactsusMu. bonee Toro, mob6oe nospexaeHue JHK, BbizBaHHOE
9TOM MPOLEAYPOI, OCTAHETCS B 3apOJIbIILIEBOM TMHUU U OyIIET MepeaaHo Mo-
CJIEAYIOIIUM TTOKOJEHUSIM.
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CyuectBytolue ohulalbHble pyKOBOACTBA HE MO3BOJISIOT IPOBOAUTH
TeHHYIO Tepaluio 3apomblimieBoil muHuu. Ecau Ol 3Ta mpoleaypa craja
0e30macHOi, MOXXHO ObLTO Obl HAMTU MHOXKECTBO apTyMEHTOB B €€ MOJIb3Y.
DTO eNMHCTBEHHO BO3MOXHas (popma JeUeHMsI MHOTHUX TeHETUYSCKUX 3a-
OoJieBaHUH (K IIpUMeEpPY, KJIETKA MO3Ta IIPY HACJIeICTBEHHBIX 3a001eBaHUSIX
HEPBHOI CUCTEMBI ITOC/Ie POXKICHUSI HE MOIAAI0TCS TeHETUYECKOMY BOCCTa-
HOBJIeHMIO). ['eHHas Tepanus 3apOAbIIIeBOM TUHUM MOXKET TaKKe N30aBUTh
OT HEOOXOIMMOCTHU ITOBTOPSITH TEHHYIO TE€PANMI0O COMaTUYECKUX KJIETOK B
Pa3HBIX TTOKOJICHUSIX CEMBbH C TCHETUYSCKMMHU HAPYIIEHUSIMU 32 CYET TOTO,
YTO Ne(PEKTHBIN TeH OyIeT yoajeH W3 MOy, TeM caMbIM TTOBBICUTCS
3(OEKTUBHOCTD JICUYESHUSI.

B3BemmBast 3T apryMeHThbl, HEOOXOIUMO OTMETUTD, YTO TeHHAs Teparius
3apObIIIEeBON JMHUM BKJIIOYAET IMOJydyeHUe SMOPMOHOB IyTeM OILIOIO0-
TBOpPEHUS B IPOOMPKE, OIpeAcsIeHNE TOTO, KAKOW M3 HUX ITOTPEOYETCS IS
Tepanuu, 1 3aTeM NpoBeneHue tepanuu. OmHaKo, KaK Mbl YK€ BUACIM Ha
npumepe ¢ Pebekkoit 1 Pakcom, Gosee mpocToii Obl1a Obl aJbTepHATUBHAS
npolenypa oToOpakoBKU Oe(eKTHBIX SMOPUOHOB J0 UMIUIAaHTAUUU. Takum
00pa3oM JOCTUTAIOTCS T€ e caMble TepaleBTUYEeCKUe 1ieJu, HO 0e3 pucka
BBEICHMSI HOBOTO TeHa B Ne(PEKTHBIM 3MOPUOH, UTO JeIacT MPOLEAYyPY Io-
pas3no MeHee NMpobJIeMaTUYHOMN B 3TUYECKOM OTHOIeHUU. OMHAKO HEKOTO-
pbIe MOTYT OTBEPrHYTh 3TOT 0OJIee MPOCTOI IMyTh HA OCHOBAHUM TOTO, YTO
HECIIpaBeIJINBO OTOMPATh 30OPOBBIE SMOPUOHBI M OTBEPraTth Oc(PEKTHHIC.

HETATUBHAA U NO3UTNBHAS EBFEHUKA

Heeamuenas eseenuxa noapasymeBaeT ycTpaHeHUe Ae(EKTHBIX TEHOB, a
CJIeIOBATEILHO, yAaJICHUE W3 TIOIYJISIUY OTeHIIUATbHBIX HOCUTENICH 3TUX
reHoB. XOTS HeTaTUBHASI €BreHMKA HE M3MEHSIET OTHC/IbHBIC WHIWBUIEI,
OHa MOXET CYIIECTBEHHO ITOBJIMATh HAa TeHETUYECKUI COCTaB IOITYJISILIAM.
Ctporo roBopsi, HeraTUBHasl €BI€HMKa He SIBJISIETCS IPUMEPOM TeHETHUYE-
CKOTO MaHMWITYJIMPOBAHMS, ITOTOMY YTO OHAa He MOIMMUIIMPYET Te WHIM-
BMJIbI, KOTOPBIM IIPEACTOUT poauThes. OmMHAKO OHa €CTh CPEACTBO OTOOpa
3JOPOBBIX WHINBHUIOB B IPOTHBOIIOJOXHOCTh HE3IOPOBBIM ITOCPEACTBOM
a0OPTUPOBAHMST 3aPOABIIIECH, KOTOPbIE CYMTAIOTCSI HOCUTEIIMU Te(heKTHBIX
reHoB. B aTOM cMbIC/Ie MOXXHO FOBOPUTh O MAHUITYJIMPOBAHUU ITOITYJISIIIM-
e, XOTSI B3MISIALI HAa STUYECKUI cTaTyc abopTa B 3TOM KOHTEKCTE CUJIBLHO
pasnuyaloTcsl. DTUYeCKre cooopakeHUsI, KOTOpble HeOOXOIMMO YUYUTHIBATh
IIPY IPUHSTAM PEIIeHNST 00 ab0opTe, BKIIIOYAIOT TSKECTh TCHETUUECKOTO Ha-
PYILIEHUSI M €ro BO3ACHCTBUE HAa BO3MOXKHOCTb OCMBICICHHOM XU3HU IS
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MOPaXeHHOTO 3apobliiia; (pr3UYecKoe, SMOLIMOHAIbHOE Y SKOHOMUYECKOE
BIMSTHAE POXICHUS peOeHKA ¢ TEHETUYSCKUM 3a00JIeBAaHMEM Ha CEMbIO U
001IECTBO; AJOCTYITHOCTb COOTBETCTBYIOIIETO MEAUILIMHCKOTO yXOJa W CIie-
LIMATU3UPOBAHHBIX YIPEXKICHUI 00pa30BaHUsI; HAAEKHOCTh JUArHOCTUKMU;
BO3pacTaHUe Irpy3a BpeAHbBIX TeHOB B MOMYJISILIIMU B pe3yJIbTaTe PEIPOITyKIINT
HOCHUTEJIeN TeHETUUECKUX PACCTPOMCTB.

Toszumuenas eéeenuka MOPOXKIAET MAcCy BOCTOPXKEHHBIX OXUAAHUN —
JIIONM MEUTalOT O TMOBBIIIEHUM WHTEJJIEKTa M COBEPIICHCTBOBAHUM JIY-
HOCTHBIX CBOMCTB. DTOT aKIIEHT Ha YJIY4IIEHUU IPOEKTa YesloBeKa Pe3KO
PaCXOINUTCSI ¢ OOBIYHBIMUA MEIVIIMHCKUMH TTOIXOJAMM, HallpaBJICHHBIMU Ha
HUCIIpaBJIieHUEe aHOMAaNIWil U 60pLOY ¢ OoIe3HSIMU. DTa Pa3HOBUIHOCTD €Bre-
HUKHW TIPOIIJIA JUTUTSIBHBIA ITyTh, BOCXONSIINI K aHTUYHOCTH, HaIlpuMep
K I1naToHy, KOTOPBII BEpUJ1, UTO XKeJaeMble YETOBEUECKME KaueCTBa MOXKHO
BO3IENIBIBATh U KyJIBTUBUPOBATH, ITONOOHO TOMY KaK BEIBOAST PACTCHUS MU
>KMBOTHBIX C XKeJaeMbIMU KadyecTBaMU. B XIX B. mOSIBUJIMCH UIeU HEOJApBU -
HU3Ma, IpeaycMaTpUBaloIe COLMATbHYIO TTOJUTUKY, KOTOpas TOOoLIpsia
OBl pa3MHOXeHWEe N30paHHBIX.

XOTs1 ceroaHs Ha epeaHU MIaH BIXOAST FTeHeTUYECKHE ITOAXO0Ibl, caMa
KOHIIETIIINS HE CWJIbHO U3MEHUJIAch. TpyIHOCTD BCET/Ia 3aKJIIOUAETCS B TOM,
YTOOBI BBISIBUTh, a 3aT€M CTUMYJIMPOBATh TOJBKO T€ F€HbI, KOTOPbIE OTBET-
CTBEHHBI 3a TpeOyeMbIe KauyecTBa. HeynmuBUTEeIbHO, YTO €BreHMYECKIE IO -
XOIbI HE OIpaBIalii OXXUAAHWI, TTOCKOJIBKY TaKie OCOOCHHOCTH YeI0BEKa,
KaK MHTEJJIEKT, KOHTpoaupyloT oT 10 1o 100 reHoB, a TakkKe OKpyKarolias
cpena. [ToMrumMo HEOOXOAMMOCTH pelllaTh, Kakre UMEHHO KauecTBa 3acily-
JKMBaIOT paclpoOCTpaHEeHUs, KOHTPOJb TaKUX MAacIITabOB JIEKUT 3a Mpee-
JIaMU BO3MOXKHOCTE# HayKH, XOTSI OHA ¥ BOBJIEKACTCSI B TAKOI KOHTPOJIb BCE
Oosiee ocHoBateabHO. CrenoBaTeIbHO, MO3UTUBHAS €BreHUKAa U HEHayJHa,
¥ HeaTU4Ha. JI1oOble MOMBITKY (axke U He caMble TpyObie) HaBsI3aTh €€ 00-
LIECTBY OYAYT MOCSATAaTEIbCTBOM Ha CBOOOY BbIOOpa MHAMBUAA. [IpruMepoM
SIBJISIETCSI €BreHMYecKasl porpamma HauuctoB B 1930-x rogax B ['epmMaHum.
YymoBUIIIHEIC ITOCICACTBUS 3TOM MIPOTPAMMEI CITyKaT 00JIE3HCHHBIM HaIlo-
MUWHaHMEM O TOM, UTO MOXET CJYYUThCS, KOraa Takasi TeXHOJIOTUS MonaaeT
B HeHaJIeXKale pyKu.

KNOHNPOBAHNE

Ilon KJIOHMpOBaHMEM ITOHMMAIOT BOCIIPOM3BEACHUE KIIETKU WU Op-
raHM3Ma C TaKUM Xe TeHOMOM sliep, KaK y IPYroil KJIeTKN MU OpTaHU3Ma
(Australian Academy of Sciences, 1999). Ipyrumu cioBamMu, KJIOHUpPOBa-
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HUE — 3TO MPOU3BOACTBO ONHON MJIM O0Jiee TOYHBIX KOMU JT1000I TaHHOM
KJIETKU VUIM KMBOTHOTO, BKIIFOYas yesoBeka. [lepBoe ymauHoe KIOHUpPOBaA-
HUe OBLIbI, 3HaMeHUTOM Jlouiu, npoBeaeHHoe B 1997 r., cTajo mpopbiBOM
B obnactu knoHupoBaHus. OcoOblii ctatyc Jlomim oOyclOBJIEeH TEM, UYTO
OHa ObLTAa TEPBHIM ITO3BOHOYHBIM KMBOTHBIM, KIIOHUPOBAaHHBIM M3 KJICT-
KM B3pOCJIOrO KUBOTHOTO, a HE M3 KJIETKM d3MOpuoHa. Jonnu Obuia aeTu-
mweMm Mana YunmyTa u ero KoJjier mo POCIMHCKOMY UHCTUTYTY COBMECTHO
¢ kopnopauueit PPL Therapeutics. PoxxneHue oy cTajo UMIYJAbCOM ISt
JIPYruX padoT IO KJIOHWPOBAHUIO, U C TeX MOP KOPOBHI, MBIIIIM, a TIOTOM U
CBUHBM TNEPEIN B pa3psia KJIOHUPYeMbIX XXUBOTHBIX (Wilmut et al., 2000).

Kak xe yuyeHble MOTYT JOOMBATLCS CTOJIb OyecTIuX pe3yabraToB? Cy-
IIIECTBYET B OCHOBHBIX METO/Ia KJIOHUPOBAHUSI — paszesieHue SMOproHa
U 3aMelleHue sapa. PazneneHue aMOproOHa — 3TO METOMA, OCHOBaHHbBIN Ha
HMCKYCCTBEHHOM MeJICHUY KJIETOK Ha PaHHUX CTAOUsSIX Pa3BUTUS W IOBTO-
PSIOIIMIA €CTECTBEHHBIN MPOLECC, BEAYIIUI K MOSIBJICHUI0 MOHO3UTOTHBIX
OM3HEe0B. 3aMelleHHe siapa IToApa3yMeBaeT BBEACHUE TeHETUYECKOIO Ma-
Tepuana (COOCTBEHHO siipa) B IIMTOTIA3MY HEOTUTOJOTBOPEHHOM SIAIIEKIIET-
KU UJIM DBMOPHUOHA, U3 KOTOPOI MpeaBapUTebHO ObLI yaajleH COOCTBEHHBIN
HaCJIeICTBEHHBIN MaTepual. B oTiaumume oT pasmelleHUS SMOpHOHA 3aMe-
LIeHUE sapa MO3BOJISIET MOIyJaTh KJIOHBI B3POCIOro OpraHu3Ma, Kak 3To U
obu1O B cyvae Hommm.

ITpon3BOACTBO KIIOHMPOBAHHBIX JXKMBOTHBIX BBI3BAJIO BCIUIECK MHTEpE-
ca U CTPaxoB IO BCEMY MUPY B CHJTy TOTO, UTO 32 HUM MOXET I0CIeq0BaTh
KJIOHMpOBaHMe 4YenoBeKa. CyIIecTBYeT MHOXECTBO ITOTEHIMATbHBIX CIIO-
CO0OB MPUMEHEHUsI KJIOHUPOBAHMS, U UX OOCYKIACHME TTOMOXET BBISIBUTD
BO3HUKAIOIINE B CBSI3M C HUM HayYHBIE U 3TMYEeCKHUe TTpooiemMbl. C HAyIHOU
TOYKU 3PEHUST KIOHUPOBAHUE OTKPBIBAET IIMPOKKME MEPCIEKTUBBI IJIs1 Ha-
VUHBIX MCCIIEIOBAHUI U TepaleBTUYECKOro npuMeHeHus. Hamnpumep, oHO
MOXET yIJIyOWUTh Hallle TTOHMMaHWe TIPOIIECCOB KJIETOUHOU muddepeHn-
DPOBKM, a 3HAYUT, OTKPOET BO3ZMOXKHOCTHU IIJIsI 0OpallleHMsT UX BCIISITh C TEM,
YTOOBI KOHTPOJIMPOBATH MATOJOTUICCKHE TIPOIIECCHI U IIPOIICCCHI CTAPCHMS.
KnoHupoBaHue Takke ClOCOOHO MOBBICUTH 3((HEKTUBHOCTh MPOU3BOACTBA
TPAHCTeHHBIX JOMAIITHUX XXUBOTHBIX, KOTOPHIE MOTYT OBITh MCITOJIb30BaHBI
IIJIST BBIpAIIMBaHWST OPTAHOB M TKAHEH C Ie/IbI0 TPaHCIUIAHTAIIUM WX YeJI0-
BeKy (cM. I71aBy 8) M 1151 IPOU3BOJCTBA YEJIOBEYECKUX OEJIKOB B KOPOBLEM U
KO3beM MOJIOKE. B POCTMHCKOM MHCTUTYTE COBMECTHO ¢ Koprniopauueit PPL
Therapeutics Obl1a co3naHa TpaHcreHHas oBla Ilosu, Hecylast yeaoBeue-
ckuii red ¢akrTopa IX, ncnoab3yemoro npu jedeHun reMmoduianu. @apma-
LIEeBTUYECKUE TIEPCIIEKTUBBI BEChMa 3aMaHUYMBBHI.
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Ha ceromnst Haubosiee CiopHOE MPUMEHEHUE TEXHOJIOTMU KJIOHHUPOBa-
HUSI — PEMPOAYKTUBHOE KJIIOHMPOBAHME YeJIOBEKa, KOTOPOE M JOMUHUPYET
B IIMPOKUX jJebdaTax 0 KJIOHUPOBAHUU. MBICTb O MOJYYEeHUM T€HETUYECKU
MISHTUYHbIX YEJIOBEUECKHUX CYILECTB BhI3bIBAET yxkac 1 oTBpauieHue. K co-
>KaJICHWI0, BO MHOTOM 3Ta IMCKYCCHsI OCTUTONHA ¥ BpelHa, ITOCKOJIbKY UTHO-
PUPYIOTCS CYLIECTBEHHBIE PA3IUYUs MEXAY Pa3HbIMU BUAAMU KJIIOHUPOBa-
Hus1. Bce BHMMaHMe OOIIECTBEHHOCTH COCPENOTOYEHO Ha penpooyKmueHOM
KAOHUPOBAHUU 4e1068eKa, TO €CTh Ha CO3MaHNU TeHETUISCKN UIEHTUYHBIX Ye-
JIoBeYecKux cyiuecTB. [Ipu 3ToOM yrycKaloT U3 BULY MeEpaneemuueckoe Kao-
HUposamue 4ea068eKka, TO eCTh IIPOM3BOICTBO CTBOJIOBBIX KJIETOK, TKaHEH MIn
OpraHoOB Ha 0JIaro MEeIULIMHbBI U YeJI0BeUeCTBa, He UMelollee HUYEro oolie-
rO C TIPOM3BOJICTBOM T€HETUYECKN NACHTUYHBIX MHAUBUAOB. [ToMmrMo Toro,
CYILIECTBYIOT M PYTMHHbBIE MPOLIEAYPhl KIOHUPOBAHUS YETOBEUECKUX KIETOK
¥ TEHOB, KaK M KJIOHMPOBAHUS YEJTIOBEUECKOM KOXM IJIs JICUCHUS] OXKOTOB
(Human Fertilization and Embryology Authority & The Human Genetic
Advisory Committee, 1998).

TepameBTrueckoe KJIOHUPOBAHME CITOCOOHO IIPOM3BECTH TIEPEBOPOT
B JICUCHUH ITOBPEXICHHBIX TKaHEell 1 opraHoB. Bckope 0HO MOXET I103BO-
JINTh WCTIOJIb30BAHUE KJIETOK B3POCJIOTO YeJIOBEKa B KAYECTBE MCXOIHOTO
Marepuaja JiUis BbIpalllMBaHUSI COOCTBEHHBIX TKaHEH M OpraHoB, KOTOPHIE
BIOCJIEACTBUU MOTYT OBbITh IepecakeHbl B OPraHM3M MHAMBUIA Oe3 pucKa
OTTOpPXEHUsI. 3aMaHUYMBO BBHITJISIAUT MCIIOJb30BaHWE HEPBHBIX TKaHEW IS
JieyeHus1 6osie3Hn [TapkrHCoOHa, a TaKKe MBIIIEYHOM TKAHU IJIsI JICUSHUST 3a-
OosieBaHUIi cepaua.

ITockobKy TepaneBTUYeCKOe KJIOHMPOBAaHME YeJI0BEKa He TIpe/Iioiaraet
CO3MaHUS TCHeTUYECKU MACHTUIHBIX 0CO0CH, OHO ITO3BOJISIET JICTKO 000NTH
3TUYECKOE «MUHHOE TT0JIe», OKpYXKalolllee PENPOLYKTUBHOE KIIOHUPOBaHUE
yeynoBeka. OQHAKO B TepalneBTUYECKOM KJIOHMPOBAHUU MOIYT MCIIOJIb30-
BaThCsl paHHUE YeJOBEYeCKHEe SMOPHUOHBI (XOTSI 3TOTO MOXHO M30eXaTb
IIyTeM HKCIOJIb30BaHMS B3POCIBbIX COMATUYECKUX KJIETOK), 4TO IeJIaeT €ro
HETIpUEMJICMBIM IUIST Te€X, KTO HU TIPH KaKUX OOCTOSITeJIbCTBaX HE OH00psi-
eT MaHUMYJISIUMIA ¢ YeJoBeueCKUMU 3MOpuoHamu. B Bennkobputanuu 3a-
KOHOM 00 oruiogoTBopeHMHU U 3MOpuoHax 4yenoBeka (Human Fertility and
Embryology Act, 1990) paspemiatotcs paboTbl Ha dMOpMOHAX HE CTapiie
14 nHelt oa CTPOrMM KOHTPOJIEM M C pa3pellieHUs] ATeHTCTBA 1O PENpoayK-
I 1 SMOPUOJIOTUN YeJIOBeKa. YUUTHhIBas 3TO, MHOTHUE CYMTAIOT, YTO MC-
cJieoBaHUs Ha SMOPHMOHAX C MOMOIIbIO TEXHOJOTUM 3aMEIEHUs saep, He
Beayllre K CO3IaHUI0 KJIOHUPOBAHHBIX MHAWBUAOB, HE BBI3BIBAIOT KAKMUX-
JIMO0 HOBBIX 3TUYECKUX MPOOJIEM OTHOCUTEIBHO 0COOOro cTaTyca 4eoBe-
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yeckux amMopuoHoB (Human Fertilization and Embryology Authority, 1999;
Department of Health Report, 2000).

HpbiHe penpoayKTMBHOE KJIOHMPOBAaHUE YeJOBeKa 3aIlpellieHO BO MHO-
IMX CTpaHax, B TOM 4ucie B BennkoOpuTaHuu, ABCTpaUM, a TAKXKE IMOYTU
Bo Bceit EBporre’. B CIIIA cymiecTByeT 3aKoH, 3aIipelialoninii NCIIOIb30Ba-
Hue dheaepalbHbIX CPEICTB IS Lie/Ieii KJIOHUPOBAaHMS YeJI0BEKa, HO HET ro-
CyIapCTBEHHOM PETyJSIIMA OTHOCUTEbHO MCTIOJNb30BAHUS TSI TOU 1Ien
yacTHBIX (DOHIOB. Bo BceM MUpe CyIecTBYeT KOHCEHCYC TaKMX OpraHu3a-
mmii, Kak FOHECKO, Bcemupnas opranmsanust 3npaBooxpaHeHus, CoBer
EBpomnbl u apyrue, B BOIIPOCE O TOM, YTO PENPOAYKTUBHOE KIIOHMPOBAHUE
YyeJioBeKa OIMacHO M HEATUYHO U MOMIEXKUT cTpoxaiiiemy 3ampety (Council
of Europe, 1996; UNESCO, 1997; Australian Academy of Science, 1999).

3auem KNOHUPOBATb YenoBeka

IIpeanonaraeTcs, 4TO CyIIECTBYIOT BECKME MTPUYMHBI IS1 TOTO, YTOOBI Clie-
JIaTh «KOMUIO» Ipyroro yejgoeka. K mprmepy, HEKOTOpbIE CUMTAIOT 3TO CIIO-
co0OM JOOUTHCSI OeccMEpTHsi, TIOCKOIbKY TaKMM 00pa3oM YeJIOBEK CMOXKET
00MaHyTh cMepTh. ONIPOMETUMBBIN XapaKTep TaKOil MO3UIIMK OYeBUAEH T10 TOI
MPOCTOM NPUYMHE, YTO KJIOH OYIET IPYrM YEJIOBEKOM 110 OTHOLLEHUIO K CBOE-
MY OpPUTHHAIY, JUII KOTOPOTO CMEPTh TAKOM K€ HEM30EXKHBII KOHEI, KaK 1 IS
JI000r0 Apyroro. JINIHOCTH OyAeT KUTh B CBOEM KJIOHE JIUII B TOI CTEIICHH, B
KaKoil MbI XKMBEM B CBOMX 3aUaThIX €CTECTBEHHBIM ITyTeM neTsax (Jones, 2004a).

OnHako OOJIBIIMHCTBO apIyMEHTOB B IT0JIb3Y KJIOHUPOBAHUS UMEIOT IO
co00¥1 peMpPONYKTUBHBIC TPUINHBI, KOTOPEIE OTPaXKaloT CICAYIOIINE CH-
Tyalumu:

» JecOMIiCKUe Maphbl WIN Tapbl, HECIIOCOOHBIE K 3a4aTHIO, KOTOPHIE XKe-

JIaIOT UMETh AETel, TeHETUYECKM CXOXUX C HUMMU;

» POIMTENM, XeJlalole 3aMEHUTh aOOPTUPOBAHHBIN TUION, 3aMEPIIN
TUTOM, WJI POIUTH peOeHKA, TTOrMOIIETO IIPU HECYACTHOM CITydae;

» POIMTENIM, XeJaloIre POIUTD I CBOero pedeHka OpaTa WM CecTpy,
YTOOBI TOT CTaJl JOHOPOM OPraHOB WJIM TKaHEeH 1151 pedbeHKa, yMuparo-
LIIETO OT JISMKEMWUU WY TTOYEYHOU HETOCTaTOYHOCTH

» Iapa ¢ peleCCUBHBIM CMEPTEIbHBIM T€HOM, KOTOpasl XeJlaeT UMETh Ie-
HETUYECKU UACHTUYHOTO PEOEHKA U XKeaaeT n30exaTh JTOHOPCTBA WIU
CeJIEKTUBHOr0 a0OPTUPOBAHUS;

» KEHIIIMHA, Yy KOTOPOI YMHUpAET MY, XKeJIarolasi IIOJIyIUTh OT HeTo Te-
HETUYECKHU CXOXKee MTOTOMCTBO.

T Y.
B Poccuu B 2002 1. ObLT IPUHST 3aKOH O BpeMEHHOM (CPOKOM Ha 5 JIeT) 3arpeTe
PEeNpOAYKTUBHOTO KIOHUPOBAHMS YETOBEKA.
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B xaxxmoM 13 3THX ciydaeB LIeJbl0 POXIEHUs AeTeil OyIeT yaOoBIETBO-
peHMe XeJIaHWiA U BOJIM B3POCIBIX. M B KaXKIOM M3 HUX CJIeAYyeT 3a1aBaThCs
BOIIPOCOM, JIIOOSIT JIX I€TEi 110 OOJIbIIIEI YaCTH M3-3a UX [IOJIE3HOCTHU MUJIU 32
MX YHUKaJIbHOCTD it Mupa? JIpyroii BecbMa OmacHbIii BOIIPOC — BOCITPH-
SITHUEe KJIOHUPOBAHHOTO pebeHKa KaK TaKoTo Xe, 4To ymep. Takas Hamgexna
OyleT TILUETHOI, IMOCKOJIbKY POOUTEIM HE BO3BpAILlAlOT CBOErO yMeplle-
ro pebenka. KioHupoBaHue B TaKUX OOCTOSITEILCTBAX MOXKET ITO3BOJIUTD
00IIIeCTBY BOCIIPUHUMATD AETEi KaK BOCTIOTHSIeMOe «ChIphe» (Annas, 1998;
Campbell, 2002).

AoBoabl NPOTUB PeNnpPOAYKTUBHOIO KNOHUPOBAHUSA

PenponykTuBHOE KJIOHMPOBaHKE YeJIOBEKa paCLIECHUBAIOT KaK M3HaYalb-
HO COMHUTEJIbHOE C MOPAJIbHOI TOYKY 3pEHUS 10 PSIY IIPUUMH, CBSI3aHHBIX
C YHIDKCHHMEM YEJIOBEYECKOTO ITOCTOMHCTBA M JIFOOBIM TICHMXOJOTMUCCKUM
yIIepooM, IpUINHIECMBIM KJIOHNPOBAaHHBIM nHAMBUAaM. [IepBasg mpodiiema
3aKJII0YaeTCs B TOM, UTO KJIOHBI pacCMaTpUBAIOTCS KaK OOBEKThI, a HE KaK
moau. K HuM 6yayT OTHOCUTBLCS KakK K BelllaM, KOTOpble 0OMEHUBAIOTCS, TT0-
KyHaloTcs 1 TIPOJaIOTCs Ha PhIHKE.

Bropasi 06ecrmoKOEHHOCTh 3aKJIloyaeTcs B TOM, UTO TE€HETHUYEeCKOe
CXOACTBO MEXIY KJOHOM M OpPUTMHAJIOM IpeAdrojaraeT BepOsSTHOCTb
TOTO, UTO KJIOH OYyAET BBIHYXIECH UATH I10 cTolaM opuruHaia. CyiiecTBy-
IOT OITACeHMsI, UTO POIUTEIIN OYIYT MPEeIbsIBIATh Ype3MepHBIC TpeboBa-
HUSI K KJIOHaM, YTOOBI TapaHTHPOBATh COOTBETCTBUE PSAY ITPEIB3SITHIX
oxuaaHuit. [Ipeanonaraercs, 4To KIOHMPOBaHHBIM JullaM OyAeT OTKa-
3aHO B ¢BOOOIE OyIyIIero U Mpu 3TOM KJIOH 3apaHee OyaeT 3HaTh, Kakasl
ero xaeT Xu3Hb. 03a00YeHHOCTH BHI3BIBACT M TO, YTO KJIOH HE CMOXKET
cIeylaTb HUUeTo, KpoMe MOBTOPEHUS YKe MPOKUTOM KN3HU. DTO OCHOBA-
HO Ha MaJIOBEPOSITHOM MPEINOJ0KEHUU, YTO KIOHbBl UACHTUYHBI CBOUM
MpealIecTBEeHHUKAM.

YeTBepTas mpobiiema, CBI3aHHasI ¢ KJIOHUPOBAHUEM YeJIOBEKa, 3aKJTI0Ua-
eTCcs B TOM, YTO KJIOHAM He XBaTaeT reHeTMIeCKOil YHUKAJIbHOCTH. Benb yH1-
KaJIbHOCTb MHIMBU/IA BHITEKAET U3 €ro reHeTUYeCKO YyHuKaabHoCcTu. Y Bce
K€ TIpPUMEP UACHTUYHBIX OJIM3HEII0B HeIBYCMBICJICHHO TIEMOHCTPUPYET, YTO
CBSI3b MEXIY YeJIOBEUCCKOM M TeHEeTUYECKOM YHUKATBHOCTBIO HE SIBJISICTCS
MPSIMOiA. Y KJIOHOB C MIEHTUYHBIM FeHETHYECKIUM COCTAaBOM OYIYT pa3HBIN
MO3T 1, CJIEA0OBATEIbHO, pa3Hble TMYHOCTHU, LIEHHOCTU, MBICJIUTEIbHbBIE ITPO-
LIECChI U STUYECKUE 00513aHHOCTU. DTO OOYCIOBIEHO TEM, UYTO OpraHu3aIus
MO3ra 3aBUCUT KaK OT MSITKOTO MPOTpaMMHUPOBAaHUS (IO BIUSTHAEM OKpPY-
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JKaloIIeil cpebl), TaK M OT XEeCTKOro (BCTPOEHHOro reHeTndecku). Camo 1o
cebe OTCYTCTBHE FeHETUYECKOM YHUKAIbHOCTU HE MOXKET ObITh yrp0O30ii Ha-
et ceoboe.

IToMrMO TIpUBEIEHHBIX BHIIIIE apTYMEHTOB, HEOOXOAUMO YUUTBIBATH PH-
CKH, CBSI3aHHBIE C PENpPOAYKTMBHBIM KJIOHHMpOBaHMEeM 4desioBeka. Ceifyac
elle CAMIIKOM MaJjio U3BECTHO O PEIPOAYKTUBHOM KJIOHMPOBAHUU YeJIOBE-
Ka, TaK YTO MCCJICAOBATE/IN, NCUCTBYIOIINE B COOTBETCTBUM C STUUCCKUMU
HOpMaMH, Jaxke He pacCMaTPUBAIOT €ro BO3MOXKHOCTh. OOIINiT MoKa3aTesb
YCHEITHOCTU COCTaBJISIET OKOJIO 2% KIIOHUPOBAHHBIX 3MOPHUOHOB, POXKIa-
IOLLIMXCST XKUBBIMU. Y MHOTMX POAMBIIMXCS >KMBBIMM J€Tell HAOII0Ial0TCs
pasHoobOpa3Hbeie oTkioHeHnsT (Wilmut, Griffin, 2002). DTn gaHHBIE CIIyXaT
JIOCTAaTOYHBIM OCHOBaHMEM JUIST OCYKICHUS KIOHUPOBAHMS YeJloBeKa B Ha-
cTosiiee BpeMs 1 B 0003puMoM OyayiieM. HeT HUKaKuX MPeanoCchUIoK AIst
MPOIOJIKEHUST KaKOM-I11M00 MPOLIeAYPhI, €CIM OTCYTCTBYIOT YeTKUE J0Ka3a-
TEJIbCTBA, TTOATBEPXKIAMOIINE e¢ KIMHNIECKOe IIPUMEHEHNE.

CirenoBaTelIbHO, IS TTOOIIPEHUS PETIPOAYKTUBHOTO KIIOHMPOBAHUS de-
JIoOBeKa BECKME OCHOBAaHMSI He HaiineHbl. BO3MOXHO, CIMIIKOM BEIUK
co0Jia3H co3maBaTh JPYTUX JIIOAEH 10 COOCTBEHHOMY 00pa3y U IMoJ00UIo,
paBHO KaK 1 cO0JIa3H AyMaTh O IETSIX KaK o mpoaykTax. KoHeuHo, HI onuH
U3 3TUX CITOCOOOB ICUCTBUS He SBISIeTCST HeM30exKHBIM. KiToHMpoBaHMe
WHAMBUIYYMOB — 3TO MPOAOJIKEHUE TOTO, YTO MBI YKe JeJaeM, UCIIOJIb-
3yst Apyrue (opMbl pepOAYKTUBHbBIX TEXHOJOIUIA, HO 3TO JajJeKOUIyIlee
pacipeHne, KOTopoe He JOJDKHO TUIAHMPOBAThCS ceiiyac M, BO3MOXHO,
BooOmie HuKoraa. K getsam (1 B3poCiIbIM) BCeTaa ClIenyeT OTHOCUTBCS H0-
CTOMHO, U TAKOE OTHOIIEHUE IMOCIIYKUT METOIOM KOHTPOJISI, KOTOPHIiA Oy-
JIET PeryJaupoBaTh PEIPOAYKTUBHbIC TEXHOJIOTU, IIPUMEHSIEMbIE IJISI CO3/a-
Hus genoBeka (Jones, 2001).

TepaneBTUYeCKOe KNOHUPOBaHUe YenoBeka

XOTs HEKOTOPbIE YTBEPKAAIOT, UTO PEIIPOLYKTUBHOE U TEPAIleBTUYECKOE
KJIOHMPOBAHKE HE MOXET ObITh pa3eeHO C STUYECKOM TOUKM 3pEHUSI, TaKast
MMO3UIINS HeyOennTeIbHA. DTH IBa TTOHSITHUSI HEJIb3sT TIEPeITyTaTh WM 00b-
enMHUTDh. Kax ciemyer 13 Ha3BaHUsI, 11eJIb TEPAIIeBTUUECKOT0 KIIOHUPOBAHUS
4eJI0BEKA 3aKJII0UAETCs B O0JIErYeHUM TPYIHOU3IEYMMBIX B HACTOSILEE Bpe-
Ms 3a00jieBaHuil. HecMOTpst Ha HEBO3MOXHOCTb JOCTUTHYTh TaHHOM LieIn
B KPaTKOCPOUHON IIepCIEKTHUBE, KIOHUPOBAHHBIC 3MOPUOHBI IJIST Hayd-
HBIX MCCJIEIOBAaHUI UCITOIB3YIOT B T€X CTpaHax, TIe 3TO pa3pelleHo (BKIIO-
yasg CoenuHeHHoe KoponesctBo u Cunramyp). I1ogoOHbIe ucciienoBaHus
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M B KOHEYHOM CYETe METOJbI JIeYeHUsI HallpaBJIeHbl Ha IIPOU3BOJCTBO CIIe-
mupUUIEeCKNX KJIETOK M TKaHEeH ISt 3aMeHBI pa3pyIIeHHBIX 00JI€3HBIO.

DTUdeckasl AMJIeMMa COCTOUT B TOM, YTO SMOPHMOH Ha paHHE CTaauu, Ha
craauu 6J1acTylibl, OyIET CYLIECTBOBATh B TEYEHME KAKOTO-TO BpEMEHMU, IIpe-
KIe YeM HEKOTOpbhIe U3 eTo HennddepeHIMPOBaHHBIX (CTBOJIOBEIX) KIICTOK
OyayT mepeHarpaBiieHbl WUt GOPMUPOBAHUS OIpPeAeICHHBIX TUIIOB TKaHE
(cM. rnaBy 6). SIBjsieTcst JIM Y€JI0BEKOM MCKYCCTBEHHO MOJYYEHHbINM B IIPO-
OMpKe 3apoablilieBblii My3bipek? OH He ObLI CO31aH, YTOObI CTaTh HOBBLIM
4eJIOBEKOM, U He OyaeT uM. JI1oOble BbIBOIBI 110 JaHHOM Mpo0IeMe 3aBUCSIT
HE TOJIbKO OT OTBETa Ha 3TOT BOIIPOC, HO M OT 3HAYECHUS, KOTOPOE KasKIbIiA
HCCliefoBaTe b IPUIAST HOBBIM HAyYHBIM pa3paboTKaM, CIIOCOOHBIM 3HAUM~
TEJIbHO YAYYIIUTD 3I0POBbE MHOTHX JIIOACH. DTO TOT TOHKMIT KOMITIPOMICC,
K KOTOPOMY MbI BCEria JODKHBI CTPEMUTHCS TIPU CTOJIKHOBEHUU C 3TUYE-
CKMMH JIBYCMBICICHHOCTSIMHU: B 3TOM CJIydyae HEOIIpeAeIeHHBIN CTaTyC MC-
KYCCTBEHHO ITPOM3BEICHHBIX B TAOOPATOPHBIX YCIOBMSX 01aCTOLIMCT ITPOTH-
BOCTOUT IepCIEeKTUBE (II0KA He JOKA3aHHOM) YIydlleHuUs KaueCTBa XU3HU
3HAYUTEIBHOTO KOJIMYECTBA JIIOMIEH.

FEHETUMECKWNIA CKPHWHT

l'eHeTMYECKMIT CKPUHUHT OBUT PeBOJIOLMUOHHBIM IIPOPHIBOM B KOHIIE
1970-x romoB, Koraa MosiBUJIMCh TexHOJoruu pekomouHaHTHbIX JJTHK. Onu
MpUBEJU K UCToJib3oBaHUIo 1pod JIHK ns obHapyxXeHus 00JIbIIOro KOJIH-
YecTBa TeHeTMYECKUX BapHalllil Y YeJ0oBeKa M TEHOB ¢ M3BECTHBIMU (DYHK-
usgmu. KonmyectBo nHpopMaluu, rmojydyaeMoil ¢ TOMOIIbIO TaKUX Tpoo,
OTPOMHO, U €€ UCITOJIb30BAaHUE CJIEAYET MOABEPTHYTh CEPbe3HON ITUUECKOM
OlLICHKE.

DTU 3HaHUS MPOJIOKUIN TOPOTY MHOTUM CIIOCO0aM I'€eHEeTUYECKOIO Te-
ctupoBanus. [lepBbIii 1 HanboJIee OOIINIT U3 HUX — TIPEAUKTUBHOE TECTH -
pOBaHME, TO €CTh TECThI VISl IIPEACKA3aHMUsI, TTOSIBUTCS JIM B OyIyLIEM TO WU
WHOE TEeHEeTWYEeCKoe 3abojieBaHue. DTy 00IIyi0 (OopMy MOXKHO pa3ienThb
Ha 0ojiee KOHKpeTHble. BO-NIepBBIX, 3TO npecumnmomamu4ecKoe mecmupo-
8aHue, KOTOPOE IIPOBOISIT CIIe IO MOSIBICHUST KAKNX-JIN0O CUMIITOMOB, IS
TOT'O YTOOBI OINPENEINTD, SIBJISIIOTCS JIU TaHHBIE MHAWBUIBI HOCUTEISIMUA HE-
KOTOpPBIX TeHeTUUeCKUX nedekToB. [10CKOAbKY CUMOTOMBI Y TAKUX JIIOAEH
HE TIPOSBIISTIOTCS, IO TeCTMPOBAHUS OHU HE YYBCTBYIOT ceOsT OOJBHBIMU U
MOTYT HMYEro He 3HaTh O CBOEI MPeapacIoOKEHHOCTU K TeHETUUYECKOMY
3a00JIeBaHNI0. Pa30BbeTCS JIM OHO Y HUX, 3aBUCHUT OT UX TeHETMIECKOM KOH-
crutyuuu. Bropast (¢popMa mpeauKTUBHOTO TECTUPOBAHUS — HNPEHAMANbHbLI



[naBa 5. [eHeTUYeCKNe JUNEMMbI 123

CKpUHUHZ, KOTOPBII TTOKa3bIBAaeT MPEAPACIIOIOKEHHOCTb 3apObIiia K KOH-
KpeTHOMY 3a00JieBaH110, HanmpumMmep xopee ['eHTUHIrTOHA. DTa hopma TeCcTh-
poBaHUST O0JIafaeT 3HAUMTELHO OOJIbINeH TpencKa3aTesIbHOM CUJIoN, YyeM
MMPEeCUMNTOMATUUECKOE TECTUPOBAHME, ITOCKOJBKY ITPOBOIUTCS TOpa3io
paHbllle, TaK YTO IMOPaXXeHHbIN 3a00J1eBaHIUEM 3apOJIbIII MOXET ObITh a00p-
TUPOBAH (UM, OBITh MOXKET, BbIJICUCH).

006¢e HOpMBI TECTUPOBAHMS TTO3BOJISIIOT 3aTJISTHYTh BITepeI, YTOOBI Y3HATH,
YTO MOXET CJIYYUTBCSI CO 3MOPOBLEM YeJIOBeKa B OymyIlleM, BO3MOXHO, OT-
JAJICHHOM. DTO TUII MEIUILIMHCKOTO M JaXe COLMAIbHOTO MPEABUACHUSI, KO-
TOpOE OTKPbIBAET BO3MOXKHOCTh KOHTPOJISI Ha HECKOJIbKMX YPOBHsX. Takoe
3HAaHWE MOXET OBITh OUEHb JKeIaTeTbHBIM, TTIOCKOJIBKY MOXKET ITOMOYb JTIIOISIM
n3bexatb 0ojie3Heil U cTpagaHuil. OHO MOXET TakxKe OpPUEHTUPOBATh IMPO-
(bmmakTMyeckye mporpaMMbl Ha TPYIIIbI PUCKA 110 TeM WM MHBIM 00JIe3HSIM.
C 1pyroii CTOpOHbI, OHO CTABUT TeX, KTO IMOABEPKEH OIPeaeIEHHOMY ITeHEeTH -
YeCKOMY 3a00JIeBaHMIO, B TPYIHOE TTOJIOKEHIE 1 3aCTaBISICT X AeJIaTh BBIOOD,
KOTOPBII B MHOM CJTydae MM ObI IeJIaTh He MPUIIUIOCH M KOTOPBIN, BO3MOXKHO,
OHU TIIPeIowIn Obl He AefaTh. He3HaHMe ToXe MOXET ObITh LIEHHO.

OCHOBbI nporpamm reHeTU4eCKOro CKpuHMHra

MoXHO paccMaTpuBaThb T€HETUYECKMI CKPUHUHT KaK WMEIONIUH TpU
LIeJI: CIOCOOCTBOBATh YJIYUILIEHUIO 3MOPOBbS JIOJEH C HACIeICTBEHHBIMU
3a00JIeBaHUSIMU; TI03BOJIUTh HOCHUTEJSIM COOTBETCTBYIOILIETO aHOMAaJIbHO-
ro TeHa CIeJIaTh OCO3HAHHBIN BBIOOP B OTHOIICHWU PAa3sMHOXCHMUS, U/UN
YMEHBIIUTh OECITOKOMCTBO CEME U COOOIIECTB, CTAUIKMBAIOUINUXCS C Tep-
CMIEKTUBOM cepbe3HOro TeHeTnyeckoro 3aboneBanmst (cMm. Nuffield Council
on Bioethics, 1993). [1peacumnroMaTuyeckoe reHeTUUeCKoe TeCTUPOBaHUE
y IeTeil M MOAPOCTKOB MOMTHUMAET HOIOJIHUTENIbHBIE BOIpochkl. Wertz et
al. (1994) nmpenioxuau ciaenyomue MPUHIMITBL: PU TECTUPOBAHUU MOTYT
OBITh OOHAPYXKEHBI YCIOBUS, MPU KOTOPBIX BO3MOXKHO JIeUeHVE WX IPOohu-
JIaKTHKa; TECTUPOBAaHUE HE YJIYUYIIUT COCTOSIHHE 3M0POBbsI HECOBEPIIEHHO-
JIETHETO, HO MOXET OBITh ITOJIC3HO €My IIPH MPUHSITUN PEIPOIYKTUBHBIX pe-
IIEHWI B HACTOSIIIIEe BpeMs WJIM B OJTvKaliiiieM OyayileM; TeCTUpOBaHUE He
MMEET CMbICTA ISl KIMHUYECKOW U TeKyLIel penpoayKTUBHOMN CUTyalllH,
HO MOXET OBITh BBIIOJHEHO 10 TPEOOBAHMIO POIUTENCI I HECOBEPILIEH-
HOJIETHETO; TECTUPOBAHUE ITPOBOAUTCS UCKIIFOYMTEILHO B MHTEPECAX IPYro-
TO YJieHa CEMBbHU.

Bo3MOXHO M KOMIUIEKCHOE TECTUPOBaHMWE, KOrJa MOTYT ObITh MpOBepe-
HbI 1 OOHApYXKEeHbl MHOTOUYHMCJIEHHBIE TeHeTuYecKre 3aboeBaHus. MOXKHO
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yIBepKIaTh, 4TO 3Ta (popMa TECTUPOBAHMSI HEYMECTHA, ITOCKOJIBKY OHa
MOXET IIPUMEHSTHCS B OTCYTCTBUE KaKOTO-IM00 3((PEeKTUBHOTO JICUCHMUS
OOJIBIIMHCTBA 3a00JIeBaHUIA 1/ WJIU B OTCYTCTBHE 3P (PEKTUBHOIO CKPUHUHTA
M KOHCYJbTUpOBaHUs. M30bITOK MH(pOpMaLIMM caM I10 cebe MpeacTaBisieT
MPo0JIEMY, TOCKOJIBKY MOXKET IIPUBECTH K TOMY, UTO TTPOLIECC KOHCYIBLTUPO-
BaHUs OyJaeT BBOAUTH B 3a0/1yKAeHUE WU CTAHET OeccMbICIeHHBIM. OcTaHO-
BUMCS Ha HanbOoJiee BaXKHBIX TIPUHITUTIAX.

Ilpedsapumenvroe coenacue: OHO HEOOXOAMMO B CBSI3M C aKIIEHTOM Ha
ABTOHOMHOCTb OTAEIbHbIX UHAUBUAOB. [€eHETUUECKUIT CKPUHUHT IIPEAIO-
JIaraet rojiydeHrue nHGOpMaIiK O YeJIoBeKe, KOTopas TakK 3Ke peajdbHa, KaK
nHdOpMAaIIUS O ero MeYeH! WIM 00pa3e XKU3HU, TO3TOMY ObIJIO Obl HEATUY-
HO TIPOBOAUTH TeHETUICCKUI CKPUHUHT TIPU OTCYTCTBUM IIPEIBAPUTEIIHHOTO
MH(OPMUPOBAHHOIO COIIACHS Ha IIPOLIEAYDPY.

Konghudenyuanvrocms: mocie moaydeHnsI THGOPMUPOBAHHOTO COTIACHUS
Ha TeHETUYECKUI CKPMHUHT Pe3yIbTaThl TAKOIO CKPUMHUHTA TOJDKHBI OBITH
M3BECTHbI MALMEHTY, UCCIICIOBATEISIM U TEM, KTO IIPOBOAUT CKPUHUHT ¥ MH-
TepIPETUPYET Pe3yTbTATHI.

Obpabomka eeHemuueckoll uH@opmayuy: CyIIECTBYET pa3Iduhe MEXIY
XpaHEHWEM JIMYHOUN TeHeTHMYeCKOil MH(pOPMAINN O KOHKPETHBIX JIIOOSIX 1
XpaHeHVWeM aHOHUMHOU reHOMHOI MHMOpMaLKY B O0IIEAOCTYITHBIX OaHKaX
JaHHbIX. CBeeHUs 00 UAeHTU(UIUPYEMBIX JIOASIX MOIYT ObITh CBSI3aHBI C
X 0JTarOCOCTOSTHMEM M OjiaromoyryarieM. Kak TakoBast, ”H(OpMaIns TOJK-
Ha OBITh ITOJIyd€Ha TOJIBKO ITOCJIe HAJIMYMS OCO3HAHHOIO COLJIACHS, COXpa-
HSITBCS B TalfHE TeMU, KTO €€ TOJIyJaeT, U COOOIIAThCST TOJBKO TeM, K KOMY
oHa oTHOcUTCs. C TOUKU 3peHHUs YEJOBEUYECKOro reHoMa B 1IeJI0M JIMYHAs
uH@OpMaLus He UMeeT 3HaUYeHUsI, U 9TU OIPaHUYEHUST HEe IPUMEHSIIOTCS.

Mapeunanuzayus undusudos c eenemuveckumu npobaemamu: Ha TIPAKTU-
Ke IpU 00ecreYeHUY KOH(PUASHINATbHOCTU B IPUHLIMIIE HE HOJKHO ObITh
CTUTMATHU3allNK JIIOAeH ¢ TeHeTMIeCKMMM 3a0ojeBaHusIMHU. OmXHAKO, eCn
00111eCTBO OyIeT MpuaaBaTh 00Jbllce 3HaUCHUE TeHEeTUYECKO abeppalluu,
yeM IpyruM dhopMam abeppallni, MOTYT BO3HUKHYTH CIOXHOCTHA. OIHAKO
9Ta MpobJiieMa He OrpaHUYMBAeTCs TEeHETMUYECKUMU BOIIpOCAaMU M Jaxke He
CBsI3aHa C JOCTIKEHMSIMU B oOjlacTu reHeTuku. OHa BBITEKaeT U3 OOIle-
CTBEHHOTO MHEHHUS O JOCTOMHCTBE JIIOIEH M 00 OTHOIICHUHW K HUM JIPYTUX
JII0oJIel, He3aBUCHMO OT UX 3[0POBbsI, UX LIECHHOCTH JUIs 0OILIeCTBA WM 3aTpaT
0o0l1leCTBa HA HUX.

B Gosee ob1ieM I1aHe MOXKHO CKa3aTh, UTO HeXelaTeJIbHast U 3aKphlTast
uHdopMaLMs O NALIMEHTe He JOJIKHA €My HaBsI3bIBaThcs. [1paBo mauueH-
Ta Ha MojydeHue MH(pOpMalMy He BiieyeT 3a co00il 00s3aHHOCTh Bpaya
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UH(OPMUPOBaTh MallMeHTa IIPOTUB €ro kejdaHus. YeaoBeK MMeeT IpaBo
OTKa3aThbCsI OT TECTUPOBAHUS M, TAKUM 00pa3oM, IPeTsITCTBOBATh HAKOTLIC-
HUIO 3HaHWUi1 0 cede. [Tpu aTOM MHDOPMaLKsI, TpeaoCcTaBIsieMast MalueHTy,
JIOJIKHA OBITh TOCTYITHA JIJISI HETO U ObITh aKTyaJbHOM [UIS1 €0 KU3HU U CO-
CTOSTHUSI.

Nudopmanys, rpeaocTaBiecHHAas MalUEHTY, «IIPUHALIEKUT» 3TOMY Ia-
LIMEHTY, OH MOXET MPEeIOCTABUTh €€ TPETheMY JINITY MU OTKAa3aTh B JOCTYIIC
K Heit. [TociencTBusi, KOTOpble TeHeTHUYecKass MH(GOPMaLMS MOXET UMETh
JUIs1 OpaTheB U CecTep, CYIPYroB, pOAUTelIeid WIKN AeTeil 3aTPOHYTOrO JIMLIA,
emre 0oJjiee YCIOXHSIOT BOIIPOC O TOM, KTO JOJDKEH 00JIagaTh MTOCTYIIOM K
atoit undopmaumu. I[epenaya Takoii MHGOPMALIMK, BEPOSITHO, JOXKHA OCY-
IIECTBIISITHCS TOJBKO C COTJIacHs MallMeHTa, €CJIM TPeTbU CTOPOHBI 3aMHTe-
pecoBaHbI B €€ TTOJIYYCHUN 1 OHA JUISI HUX BaXKHa.

Eme ommH MoMeHT KacaeTcsa MHMOpMauny Ha padoyeM mecTe. 3mech
po0JieMa 3aKJII0YaeTCsI B TOM, YTO pabOTOIATEIM MOTYT MCIIOJIb30BaTh TeHe-
TUYECKUII CKPUHUHT B KaueCTBe MTOBOAA IS TUCKPUMUHALIMKA PAOOTHUKOB,
Y KOTOPBIX €CTh TTPOOJIEMBI CO 3M0POBheM. DTO Oo0Jiee M3OIIPEHHOE CPel-
CTBO JUCKPUMUHAILIUK Y€JIOBEKA, YeM CYILECTBYIOIIME B HACTOSIIEE BpeMs.
Bo3MOXHO TakKke, 9TO pabOTOIATEIN 3aXOTSIT UCIIOIh30BaTh TCHETUICCKII
CKPUHMHT, YTOOBI Y3HaTh, SIBJISTFOTCS JIM PAOOTHUKM T€HETUYECKU BOCITPH-
VMUYMBBIMUA K HEM30eXHBIM pUCKaM B OompeleieHHBIX Ipodeccusax. [Ipo-
rpaMMa JTOOPOBOJIBLHOIO TECTUPOBAHUS TAKOTO poaa I MHPOPMUPOBAHMS
PabOTHUKOB O COOTBETCTBYIOIIMX PHMCKaX OIlpaBIaHa C 3TUYECKON TOUYKU
3peHust. Ha aToM hoHe o0s13aTeibHOE TEHETUYECKOe TeCTUPOBAHUE Hapy-
IIUT TIyOOKO YKOPEHUBIIIMECS TIPEACTaBIeHUSI 00 aBTOHOMUM JTUYHOCTU 1
MOXKET OBITh MCIIOJIb30BAaHO COLMAIBFHO HEMpUeMIeMbIMU cItocobamu. He-
00XOIMMO OOECIIeYUTh 3aIUTY OT TaKWX IOCIEICTBUIA, XOTSI 00s13aTeTbHOE
TECTUPOBAHKME MOXET IIPUHECTH T10JIb3Y JIIOASIM, 3alUILIAasl UX OT OOJIe3HEi,
K KOTOPBIM OHM TeHETUIECKH BOCTIPUNMYMBEI.

Hcnonp3oBaHue reHeTUYECKOM MH(MOPMALlU CTPAXOBbIMU KOMITAHUSIMU
IMOTHUMAET CJIOKHBIC BOIPOCHl. C OMHOM CTOPOHBI, TTALIMEHTHI XOTST 3aIIH -
TUTh CBOE MPABO Ha HEIPUKOCHOBEHHOCTh YaCTHOM XXW3HU B OTHOILIEHUU
CBOEro IreHETUYECKOro craryca, ¢ APYroil — CTpaxoBasg KOMIIAHUS MMEET
MpaBO Ha TeHETUYECKYI0 MH(MOPMAIIMIO, MPOJIMBAIOIIYIO CBET Ha CTPaxo-
BYIO IIpUEMJIEMOCTb. B cBoeM mpeBOCXOMHOM nokiane «Ilenemuueckuil
cKkpuHune: s3muueckue gonpocwvl» CoeT 1o omostnke Hadbdwnna (Nuffield
Council on Bioethics, 1993) pekoMeHI0Baa CTPaXOBBIM KOMIAHUSIM MPU-
JIEPKUBAThCS HbIHELIHEW IOJUTUKU, COIIACHO KOTOPOIl reHeTU4YeCcKoe
TeCTUpPOBaHUE He TpeOyeTcs B KauyeCTBe IPeIBapUTEIbHOIO YCJIOBMS IS
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