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3TOM I71aBe Bbl IO3HAKOMUTECH C OMOXUMHUYECKUM TEXHOIOTUSMU, HAILIEIIH-

MM BaXHOE ITPAKTHYECKOE MPUMEHEHHE, U HUCCIEN0BATEIILCKUX METOINKAX,

M3MEHHMBILMX Hally TOBCEIHEBHYIO XU3Hb. Y XOTs IpUBEIEHHBIE Aaliee NpU-
MEpBI TIPEACTABIISAIOT COOO0H JINIITh MATYI0 YaCTh HAYYHBIX TOCTHKEHHUH, X BIIOJHE
JOCTaTOYHO, YTOOBI MPOJIEMOHCTPUPOBATH HEOCIIOPUMYIO BaXKHOCTh OMOTEXHOJIO-
MU B JalbHEWIEM pa3BUTHHU YesoBedecTBa. Pazymeercs, Hayka HE CTOUT Ha Me-
CT€ — YUYEHBIE COBEPLIAIOT HOBBIE OTKPBITHUS, HAXOLALIME IPUMEHEHUE B PELLIEHUH
CaMBIX CEpPhE3HBIX HAYYHBIX U MPUKIAIHBIX 3a4a4.

Tect Imca

Tecm Diimca OKa3bIBAET, OKA3bIBAET JIM BEILIECTBO BIUsHUE Ha cTpykTypy JHK
(BBI3BIBACT JIM OHO MyTalMun). B 3TOM TecTe 6akTepuu caabMOHEIITBI TTOIBEPTatOTCs
BO3/ICHCTBUIO IEJIEBOTO XUMHUECKOTO BEIIECTBA (B YaCTHOCTH MUILEBHIX JOOABOK).
BriocnencTBum perucTpupyroTcs H3MEHEHHS B XapaKTepe U pazMepe MOMyIsIuu




OakTepuil. MHOTHe BelllecTBa, BBI3bIBAIOIINE MyTaIlMK Y OaKTepHid, 4aCTO CTAaHOBSIT-
Csl IPUYMHON BO3HUKHOBEHUS OHKOJIOTMYECKUX 3a00J1€BaHNN Y JKUBOTHBIX U JIFOJEH.
CeronHs TecT DliMca UCTIIONB3YETCS IPEUMYILECTBEHHO JUISl COCTABICHUS IIEPEYHS
KaHIIEPOT€HHBIX XMMUYECKHUX BELIECTB.

TecT Ha onpepeneHne 6epeMeHHOCTH

TecTbl Ha OepPEeMEHHOCTDH OBIBAIOT JIBYX THIIOB: B OJJHOM M3 HUX aHAJIU3Y MOJBEP-
raercs obpaser MouH, a B Ipyrom — oodpazen kpoBu. B oboux ciyuasx onpenens-
eTCsl HaTM4Kue TOPMOHA XOpuoHu4ecko2o 2onadomponuna yenogexka (XI'), Boipa-
0aTBIBAEMOTr0 IUIAIICHTOW BCKOPE MOCIIEe UMIUIAHTAIIMK SMOPHOHA B CTEHKU MaTKH.
B nepBble HECKOIBKO JTHEH MoCIie UMITJIAHTAIMH TOPMOH OBICTPO HAKAIUIMBAeTCs B
opranusme. [Ipu npoBeneHuu Tecta Ha OEPEMEHHOCTb 10 AaHAIU3Y MOYH, KOTOPbII
BBINOJTHAETCS B IOMAIIHUX YCJIOBHSIX, B TEUCHUE JIBYX HEJeJIb MOCIIe UMITIAHTAI[MN
9MOpPHOHA €r0 TOYHOCTh COCTABISAET OKONO 97%. COOTBETCTBYIONINI aHAIN3 KPOBH,
BBINIOJTHSEMBIH B JTaOOPAaTOPHBIX YCIOBHSX, CTOUT HECKOJIBKO IOPOXKE, HO TI03BOJISIET
BBISIBUTh OEPEMEHHOCTh Ha 00JIee paHHUX CPOKaX — MEHEE YEM 3a HEJIENI0 Mociie
WMMIUTaHTAIIH.

Tect Ha BUM

Ha ceronns pazpaboransl 3 peKTHUBHBIE TECTHI ONPEIEICHHs HATNYHS B Yello-
BEYECKOM OpTaHU3Me gupyca ummyHooeduyuma uerosexa (BUY), BeI3pIBaroOIIero
cunopom npuobpemennozo ummynooepuyuma (CIIMJ). Ananusy noaseprarorcs
00pasIel MOYH, CHIBOPOTKH KPOBU WJIH CITIOHBI, @ ONPEACIISIOTCS aHTUTCHBI, aHTH-
TeJa WIM HyKJIenHOBBIe KUCIOTHI (Bxoasmue B coctas PHK) BUY. B uccnenona-
HUSX HyKJIeHHOBBIX KUCIOT (NAT) pacrno3HaeTcst mociesnoBareabHoCTh u3 142-x
OCHOBaHWM, MPUCYTCTBYIONINX B 0HOM 13 TeHoB BUY. [[71s1 Gonbiieli Hage)kHOCTH
OONBIIMHCTBO OAHKOB KPOBH IO/IBEPralOT XPaHSIIUECs y HUX 00pa3ibl KOMOUHHPO-
BaHHOMY TecTHpoBaHHUIO Ha BUY.

AwnarHocTuka paka rpyau

BonpmmHCTBO BUIOB paka MOJIOYHOH KeJIe3bl HE TIepeaeTCs 0 HACIEACTBY, HO
B 5-10% ciyuaeB HaclleICTBEHHasl CBSI3b BCE K€ IpocMarpuBaeTcsa. B monoOHbIx
Cllydasx MyTalluH 4alie Bcero npoucxoasr B 1Byx yuyactkax JJHK — rene BRCA1
(paka monouHoii xene3bl 1) u rene BRCA2 (paka MOI04HOM kene3bl 2), KOTOpbie
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ObuIn OOHApYKEeHbI COOTBETCTBEHHO B 1994 1 1995 ropax. ¥V xeHuuH, yHaciaeno-
BaBILIMX MYTAIHIO B JIIOOOM U3 3TUX T€HOB, BEPOATHOCTH PA3BUTHS paKa MOJOYHOI
KeJIe3bl Ha NMPOTSHKEHUH BCEeH JKM3HU 3HAUNTENIbHO MOoBbIIeHA. [lomyuenue noio-
KUTENIBHBIX PE3yJbTaTOB B 3TOM TECTE MpEAoNpeiessieT NPOBeIeHHE NallueHTaMH
Oosee 4acToro IIAHOBOTO CKPUHMHTA, YEM HPEANUCHIBACTCS PETYIIPHBIM KaleHaa-
PEM HCCIIeIOBaHUH.

BHYTpuyTpOoO6HbIE NcCcnepoBaHnA

B npenaranbHBIX NCCIIEIOBAHMSIX aHATIM3Y OOBIYHO TTOIBEPTAIOTCs 00pasIlbl Kpo-
BU WJIM TKAHU IJI0/1a JUIS BBISIBICHUS MOTEHIMAIbHBIX TeHETUYECKUX aHOMaIni. 3a-
60p Marepuazna i STUX TECTOB ITOBOAUTCS B MPOLIECCE AMHUOYEHMe3a — B3ATUS
00pa310B aMHUOTUYECKOMN KUAKOCTH, COAEpKAIIEH KIETKU U0 WIH KPOBU U3
mynoBUHBI. [1000HbIE NCCIIeIOBaHNS BBITTOIHSIOTCS JJIs1 BBISIBJICHUST XPOMOCOMHBIX
OTKJIOHEHHH, MOJOOHBIX CHHApOMY JlayHa Wi BPOXKIECHHBIX J1e(hEKTOB, IPUBOJIS-
[IMX K CIIMHATIBHOMY Tu3padu3my.

Tect Ha DKY

Denunkemonypusi (PKY)— 310 00OMeHHOE HapylleHHe, BbI3BaHHOE OTCYTCTBHU-
eM (hepmeHTa ¢ Ha3BaHUEM (peHMIIATaHUHTUIPOKCHIIa3a. Y Jfoseil ¢ Takum 3aboie-
BaHUEM B OpraHU3Me HaKalIMBaeTcs (PeHWIaJaHNH, YTO MPUBOIUT K YMCTBEHHOU
orcranoctu. B CIA tect Ha ®KY npoBoauTcst B 0053aTeIbHOM MOPSIKE y BCEX
HOBOPOXIECHHBIX. MIIaZiecHIIaM C MOJI0KUTEIbHBIM PE3YJIETaTOM PEKOMEHI0BaHa
CTporas Juera ¢ HU3KMM cojiepKaHueM (eHHIaJaHUHA, YTO MO3BOJISIET UM HOP-
MaJbHO pa3BuBarbced. (Ecinu Bl MpoBepUTE STUKETKM Ha OaHKaxX ¢ ra3upOBaHHBIMU
HaIMTKAMHU, TO OOHApY>KUTe HA MHOTHX M3 HUX MPEAYIPEXJACHUE O COIACPKAHUU
(denmIanaHuHa.)

leHeTNYeCcKN MogndMLMpPOBaAHHAA NULLA

brnoxummku Hay4YUJIHCh IICPCHOCUTH I'CHBI U3 OAHOT'0 OpraHu3mMa B HPYFOﬁ, BKJIFO-
yasi paCTeHHs U KUBOTHBIX. Takue TEXHOJOTUU MO3BOJISIET CO3/AaBaTh CEIbCKOXO-
3STCTBEHHBIEC KYJIBTYPBI M CKOT, YCTOWYMBBIC K OOJIE3HSAM M BpeauTessaM. TexHo-
JIOTHS TeHETHYECKOW MOAU(UKAIIMN OPTaHU3MOB MPUMEHSIETCS J1JIsl TIOBBILLIECHUS
MIPOU3BOJICTBA MOJIOKA, iUl 1 MsAca. B 1993 rony Ynpasnenue mo KOHTPOIIO 3a Mpo-
JOYKTaMH U JieKapcTBeHHbIMU npenapatamu CIIA BpIago JIHULEH3UIO HA TEPBBIN
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TeHETHYECKH MOAU(DHUIIMPOBAHHBIA MPOAYKT MUTAHUS, pa3peIICHHBIN JIJIS TOTpe-
OneHus yemoBekoM. MM cTasm HOBBIH COPT MOMHUIOPOB, YCTOWYUBBIX K THHCHHIO,
HasBauubli Flavr Savr. Kak 661 TaM HE OBLTO, OOIIIECTBO HE CHEIINT C BKIIFOYEHUEM
TCeHETUYCCKH MOJAU(DHUIIMPOBAHHBIX MPOITYKTOB B CBOM palliOH MUTAHMSI, OIAcasCh
HENpeACKa3yeMbIX MOCIESICTBUI ISl 3I0POBBS U OKPY>KAIOIIEH Cpebl.

leHHan NHXeHepuna

[Tox eennoui unscenepueti MOAPa3syMeBaCTCs U3bATHE TEHA Y OJHOTO OpraHUu3Ma
U TIOMELIeHHe ero B Apyroil. I[Ipu 3ToM penunreHToM MOXKET BBICTYNaTh OakTepHs,
pacTeHue Win kuBOoTHOE. OJMH M3 CaMbIX U3BECTHBIX MPUMEPOB 3PPEKTUBHOTO
MPUMCHCHUSA TEXHOJIOTHH T€HHOU WHKXCHCPUU — I3TO HPOU3BOACTBO MHCYJIMHA.
Panbine quabeT JCYHIICS C TIOMOIIBIO HHCYIMHA, MOJIy4aeMOro OT CBUHEH HIIH KO-
POB, U XOTs OH OYCHDb IIOXOXK Ha YeJI0BEUECKUI HWHCYJIMH, BO MHOTHUX CJIy4dadX €ro
NPUMEHCHHE BBI3BIBAJIO OINPE/Ie/ICHHbBIE TPOOIEMBI CO 310pOBbeM. bruoxumuku pe-
WM 33/1a4y, TOMECTHB T'€H YeJI0OBEYECKOT0 HHCYJIMHA B KJIETKH OakTepuii. B pe-
3y/bTaTe Takue OaKTepUU Hayalld BhIpaOaThIBATh YSIOBEUECKUN HHCYIUH B MPOIIEC-
ce TpaHcsuu (cM. miasa 17).

KnoHupoBaHue

B 1996 rony Obuia kiioHUpOBaHa oseuka /[onnu — MEpBOE MIIEKONUTAIOIIEE,
YIauHO KJIOHUPOBAHHOE M3 KJIETOK B3pOCIBIX KUBOTHBIX. Pasymeercs, KIOHUpPO-
BaHHas OBIA ObLIIa TE€HETUYECKH UACHTUYHA B3pOCiIon. [{sl co3naHus KiIoHaA HC-
M0JIH30BAJIMCH KJIETKU M3 BEIMEHU 6-JIETHEH OBIIbI, BBIPAIIEHHBIE B JIAOOPATOPHBIX
yclloBusX. BriocinencTsuy U3 HUX U3BJIEKANICA T€HETUYECKUN MaTepHall, KOTOPBIN
MIOMEIIAJICS B HEOIUIOOTBOPEHHBIE SIMIIEKIIETKH JIPyroi 6-eTHel oBIbI (COOCTBEH-
HBIJ T€HEeTHUYECKUH MaTepuas U3 MOCIeIHUX ObUI MONMHOCTBIO yaanéH). Tak mos-
Bwiack Jlomm. Ilocne poxnenns oy ydeHsle YCIEeIHO KIOHUPOBAIX MHOTHX
JPYTUX *KUBOTHBIX, & BOT HJIes1 KIIOHUPOBAHUS YEJIOBEKA BbI3Basla OypHBIE CIIOPBI BO
BCEM MHpE, KOTOpPbIE, BHE BCSIKUX COMHEHHH, HE OyayT MPEKpaIaThes elie HeCKOIb-
KO JECATHIICTUH.

eHHaa 3amecTuTeNnbHan TepanuAa

B eennoui samecmumenvroii mepanuu, 4acTo Ha3bIBAEMOM MPOCTO T€HHOH Te-
panueil, 001e3HETBOPHBII aHOMAJbHBIM I'eH 3aMelaeTcss MOAU(GUIMPOBAHHBIM
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WK 370pOBBIM TeHOM. JIJ1s1 TOCTaBKM 37I0pOBOTO I'€HA B II€JICBbIE KJIETKH MallUeHTa
OOBIYHO MCIOJIB3YETCs BUPYC, MOAU(DUIIMPOBAHHBIH 111 IIEPEHOCA YeJI0OBEYECKOM
JTHK. BriepBbie Takast Tepanust Obu1 ycremmHo npuMeHesa B 1990 rony y 4-netnero
MalMEeHTa C CUJIbHBIM PacCTPOHCTBOM UMMYHHON CUCTEMBI, KOTOPOE ObLIO BHI3BAHO
PEIKUM FeHEeTHYECKUM 3a00JIeBaHUEM — TSDKEJIBIM KOMOMHUPOBAaHHBIM UMMYHO-
nedururom (SCID). V moned, crpanarommx SCID, HaOmrogaeTcs naToiornyeckas
CKJIOHHOCTb K HH(EKIIMOHHBIM 3a0051€BaHUSIM. VM IPUXOIUTCS )KUTh U30JIMPOBAH-
HO, U30erars Jrofieil ¥ NPUHUMATh YapHbIE 103bI aHTHOMOTUKOB. Y YeHbIE U3BICKIIH
JIEMKOIUTHI Y MAllMEeHTA, BBIPACTUIIM UX B JIAOOPATOPHBIX YCIOBUSAX U BHEAPWIU B
KJIETKU HejocTarouuii reH. [locne 3toro reneTudecku Moau(UIIMPOBaHHAS KPOBb
ObL1a BBe/leHa MarueHTy oopatHo. [Iporecc no3Boaui pedeHKy HOpMAIIbHO pa3BU-
BaThCsl U JIaJKe MOCEIIATh IIKOITY, HO JIYEHUE IPUXOIMIOCH IIOBTOPSITh KaX/ble He-
CKOJIBKO MECSLIEB.
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