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[eHOMMKa cpopmMMpoBasiacb KaK 0coboe HanpaB/ieHue
B 1980—1990-x rr. BMecTe C BO3HUKHOBEHMEM MEPBbIX
MPOEKTOB MO CEKBEHMPOBAHUIO FTEHOMOB HEKOTOPbIX
BMAOB *XMBbIX OPraHM3mMoB. [lepBbIM Obla1 MOJIHOCTbIO
CEKBEHUPOBaH reHoM 6aKkTepuodara O-X174; (5

368 Hykneotnaos) B 1977 roay. Cneayrowmm dTarnHbIM
CobbITMEM ObIJI0 CEKBEHMPOBaHME

reHomMa 6aktepumn Haemophilus influenzae (1995).
[Mocne 3Toro 661 NONHOCTbIO CEKBEHMPOBAHDI
F€HOMbI eLLé HECKONIbKUX BUAOB, BK/KOYAA FreHOM
yenoBeKa (2001 roa — nepBblv YEPHOBOM
BapuaHT,2003 rog — 3aBeplieHue npoekra). Eé
pasBMTME CTasI0 BOSMOXKHO HE TOJIbKO 6naroaapA
COBEPLUEHCTBOBAHMIO BMOXMMUYECKUX METOAMK, HO U
6naroaapa NosiBNEHUI0 60/1e€ MOLLHOM
BbIYMC/INTE/IbBHOM TEXHUKM, KOTOpasa No3Bosinna
paboTtaTtb C OFPOMHbIMM MacCUBaMM AAHHbIX




OCHOBHbI@ NOHATUA.

>

[€HOMHbIMM TEXHO/IOTMSIMM HA3bIBAIOT HOBbIE METO/bI, TEXHOJIOTMM U
MHCTPYMEHTbI, UCMOJIb3YEMbIE /1A U3YYEHUS TEHOMA U MAHMIY/IMPOBAHUSA UM.

FeHOM — COBOKYMHOCTb HaC/NeACTBEHHOrO MaTepuana, 3aKalo4eHHOro

B KJIeTKe opraHu3mMa. [[eHOM CoAepUT BUOSI0rMYeCcKyo MHpOpMaLMIo,
Heo6XoAUMYIO AJ18 NOCTPOEHMA U NOAAEPKAHUA OpraHM3mMa. boabLUMHCTBO
F€eHOMOB, B TOM YMCJIE TEHOM YE/I0BEKA U FTEHOMbI BCEX OCTaJIbHbIX K/I€TOYHbIX
dopM *¥U3HU, nocTpoeHbl 3 AHK, ogHako HeKoTopble BUPYCbl MMEKT FrEHOMbI
n3 PHK.




[loTeHuMasibHag NoJsib3a OT UCC/ieJ0BaHUM
reHoma

o UaeHTUdHUKaumMA reHa ana audpdepeHumasbHoro AmarHosa

o [loHMMaHMe NyTeN BO3HUMKHOBEHMUSA NaToreHesa 3ab60/1eBaHUM

o [IpeacKasaHue oTBeTa Ha JieyeHne. PapmMaKkoreHoMMKa

0 [TOHMMaHME FeH-TeHHbIX B3aMMOAENCTBUM U B3aMMOAENUCTBUM FEH-Cpeaa
o [eHOTepanuA

o [lepcoHann3oBaHHaA MeauumMHa

o [lpeAMKTMBHAA meauuMHa

o YcTaHoBAEHME BUMOSI0rMYECKOro poAacTBa

0 Pa3BMTME HOBbIX AMArHOCTUYECKUX TEXHOJI0r MM




KaK cerogHa nccneayrtca XpoMOCOMbI!?

- [AnAa uMToreHeTMYeCKoro aHaamsa
MCMOJIb3YTCA AeNAWMeECA KNEeTKMU. TaK Kak
ANA aHa/M3a UCNOoNb3YT MeTadasHble
XPOMOCOMBI (T.K. XPOMOCOMbI Ha CTaguu
MeTadasbl XOpOLIO CN1paM30BaHbl, 1
MO3TOMY CTAHOBATCA 8 «BUAUMbBIMU>).
YunTbiBasi, 4TO B NepMcpepMYECKON KPOBM
4ye/sioBeKa OCHOBHasA Macca K/J1eToK
npeacTaBieHa 3pUTPOLMUTaMU U .. P
TPOMOOLMTaMM, KOTOPbIE HE MMEIOT Aapa (a pomatnaa
c/lefjoBatesibHO U XPOMOCOM), @ OCTaJ/IbHble - '
NENKOLMTbI JOCTAaTOYHO XOPOLLO
A depeHUMpoBaHbl M BCTYNaKwT B AeNeHne
TOJIbKO B MATO/I0MMYECKMX COCTOAHUAX, TO
MccaeaoBaHUE XPOMOCOM MPOBOAUTCA nNocsie
npeaBapuTeNIbHOM MHAYKLMUM MMTO3a B
JMMdounTax B NPUCYTCTBUU MUTOrEHOB.
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HopManbHbIM KapuoTUI YEI0BEKA.

B Kapu1oTMne ayToCOMbl MPOHYMEPOBaHbI C 1-1 M0 22-y N0 Mepe YMEHbLUEHUA UX AAUHbI. [pM oaMHaKo
pa3Mepe XpOMOCOM 3HaYEHUE MMEET PaCOIoKEHME LLIEHTPOMEPDI - HA NEPBOM MeCTe METaLEHTPUKM,
NOTOM CyOMETALEHTPUKM, MOTOM aKpPOLEHTPMKMK. [1oN10BblE XPOMOCOMBI (MM TOHOCOMbI) 0603HaYalOTCA
Kak X (3KeHCKuM nos) n Y (My»KCKOM MoJ1) M pacnonaratoTcs B KOHUEe KapuoTtmna. Fpynna A (1-3) -
60/IblUME METALEHTPUYECKME XPOMOCOMBI JIEFKO OT/IMYMMbIE ApPYr OT Apyra rno pasmepam u
pacrnoaioXeHuio ueHTpomep. 'pynna B (4-5) - 6onblime cybmMmeTaueHTpuyeckme XxpomMocomsl. Fpynna C
(6-12 n X) - MeTa- U cybMeTaleHTPUYECKME XPOMOCOMbI CpegHEero pasmepa, XpoMocomMa X rnoxorka Ha
Ccamble 60/1bLLIME XPOMOCOMbI M3 3ToM rpynnbl. Fpynna D (13-15) - cpeaHero pasmepa akpoLEeHTpUYECK
XPOMOCOMbI CO CNYTHMKaMM Ha KOPOTKMX naevax. 'pynna E (16-18) - oTHocMTENbHO HEGOAbLUME
MeTaLUEeHTPUYECKUE U CyOMeTaueHTpuYeckme xpomocomsbl. 'pynna F (19-20) - He6onblume 12
MeTaLueHTpH1YeCcKne XpoMocoMsbl. I'pynna G - (21-22 1 Y) - MasleHbKME aKpOLEHTPUYECKME XPOMOCOMb
CNYTHMKaMM Ha KOPOTKMUX MnJievax; XpoMocomMa Y B HOPMaJ/IbHOM Kapu1oTHNe HUKOrga He UMeeT
CMYTHMKOB. PalOHbI M CEFMEHTbI Ha XPOMOCOMAX NPOABAATCS nocse aAnddepeHLnabHOro
OKpalUMBaHMA XPOMOCOM Pas/IM4YHbIMU METOZaMM, KOTOpPbIe YKa3biBalT Mpu OnmMcaHMU XPOMOCOMHb
aHoMasimn (puc. 1.5):
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HopManbHbIM KapuoTUI YEI0BEKA.

CxeMaTMyecKoe M306parKkeHME XPOMOCOM

YyesioBeKa npu G-okpalume
COOTBETCTBMU C MEXKAYHA

K/laccumrKaumemn

\



[ eHOMHbIE@ TeXHO/10M MU

» K TexHosormam OoTHoOCAT:

k.

MeToap! Bbigenedmmn AHK
2. UpeHTMdUKauMa cneundpUyecKux nocnesoBaTelbHOCTEN

3. YcTaHoB/ieHMe nepBMYHOM CTPYKTYpbl AHK-pparmeHTOB (CeKBeHUpoBaHMe
AHK)

4. MNony4vyeHue peKkoMObMHaHTHbIX AHK U ux amnancpukauma

5. AHK-auarHocTuka 3a6oneBaHuM

6. Wcnonb3oeaHue AHK-TexHonormm gna nonyyeHUA IeKapCTBEHHbIX
npenapaToB U JiIeYeHMA pas/IMyHbIX 601e3HeN




Aqueous layer

(DNA + RNA)

MeToab! Bbiaenenms JHK. =2, P e

(coagulated
proteins)

Phenol

Cell extract Mix with Separate layers

phenol by centrifugation

/IHK MoKeT 6biTb BblAeNIEHA U3 II060ro TUMa TKAaHEN M KNETOK, coAepKalmx aapa. dTansbl
BblaeneHusa JAHK BK/I0YAOT 6bICTPbIA IM3UC KNETOK, yp,aneHme (parMeHTOB KNETO4YHbIX
opraHenn nu MembpaH C NoMoOLLbIO LI,eHTpVICI)yFMpOBaHMFI dbepMeHTaTMBHOE pa3pyLleHMe 6eNKOoB
npoTenHasamMu 1 sKcTparmpoBaHue JHK 13 pacTBopa c nomolubto heHona U xiopocopMa. 3atem
/IHK ocakpatoT, Kak npaBu/io, 3TaHOJIOM M Nocae YAaNeHMS HaZ0CaZJ0MHOM HKUAKOCTH
pacTBOPAIOT B 6ycbepH0M pacTeope.

OueHKy KayecTBa 3KcTparMpoBaHHol [AHK npoBoaAT Ha OCHOBaHMM M3MEPEHMA ONTUYECKOM
nnoTHocTH pacteopa AHK B o61acTn 6en1KOBOro M HyKJAEMHOBOIO CNEKTPOB MOr/IoWeHus, T.€e.
npu 280 1 260 HM, cooTBeTCTBEHHO. /1A YMCTbIX 06pa3sLoB /HK cooTHolEHNE ONTUYECKMX
NIOTHOCTEM, NoJiyYeHHbIX npu 260/280 HM, J0MXKHO 6bITb 60AblLE 1,8.

Monekyna AHK oaHOM XpOMOCOMbI cpeAHero pa3smepa cogepKMTt 150x106 nap HYK1€oTU-40B U
MMEET A/IMHY OKOJI0 4 CM. MoNeKy bl TaKOro pasMepa YyBCTBMTE/IbHbI K MEXAHUYECKMM
BO3/IEMCTBUAM, BO3HMKAIOLMM B PacTBOPE B NpoLiecce BbiAeNeHUA, U YacTo PparMeHTUPYIOTCH.
B xoae BbigeneHna nony4varot monekyabl AHK 3HauMTENIBHO MEHbLUE MCXOAHbIX, HO BCE paBHO
O4YeHb 60/1bLIME - ThICAYM UM JECATKU TbICAY Nap HYKNEOTUAOB. Takne MOoJIEKY /bl HeY06HbI
ANA UCCNeaoBaHMM, U UX NPUXOAUTCA AOMOJIHUTENIbHO hparMeHTUPOBaTb.



[ eHeTU4YeCcKue Metoabl.

~ B 3aBMCMMOCTM OT LUenen nccnegoBaHUA BCE MOJIEKYIAPHO-FrEHETUYECKME
METObl MOXKHO NOAPA3AENNTb HA ABE FPynmnbl: METOAbI, HaNpaB/IEHHbIE Ha
MOMCK HEM3BECTHbIX MyTaUMM (NEpBUYHAA MAEHTUDUKALMSA) M aHANU3
M3BECTHbIX MYyTaLUM.




Hanbonee pacnpocTpaHEHHbIE MONEKYISPHO-
reHeTMyeckme metoabl MaeHTUbDMKaLUn
MyTaLMK.
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0/IMMOPDU3M ANA aMnNIMPUUMPOBaHHbIX (pparMeHToB (AFLP)
o [TOAMMOP(PU3IM AJIMH peCTPUKLUMOHHBIX PparmeHToB (RFLP)
o PacwenneHme pesonsason (EMD)
o MeToAbl, OCHOBaHHble Ha irasHoM peakumm (LDL, LCR, Padlock)

0 MHBa3MBHOE pacuienieHne oauroHykneotmaoB (pacwennenue Clevasel) o ChydyalHaa amnanduKkauma
nonmmopcgHon AHK (RAPD, AP-PCR)

o MIUP ¢ npAmon TepmmHaumen cmHtesa (DT-PCR)

o AHanM3 KoHgopmauumn ogHoueno4veyHbix pparmeHTos AHK (SSCP)
o [eTepoAynaeKCHbIM aHanu3

o CekBeHnpoBaHue [AHK

0 MMHUCEKBEHUPOBAHUE

o Annenb-cneumdpudeckas MuUp

0 Macc-cnekTpomMeTpus

o [IUP B peasibHOM BpeMeHM

0 MUKpO4MMbI




Hanbonee pacnpocTpaHEHHbIE MOJIEKYNAPHO-
reHeTUYeckme MeTobl MAEHTUDUKALIUM
MYTaLMN.

Bce 311 nabopaTopHble METO/bl B CBOEM OCHOBE CBOAATCS K OAHOMY M3 [IBYX
OCHOBHbIX MOAXO0/0B:

~ a) rMbpmamsaLms Nocsiej0BaTe/IbHOCTEM C MEYEHBIMM COOTBETCTBYOLLIMMM
Noc/ieJ0BaTE/IbHOCTAMMU OJIMFOHYKNEOTUIO0B (PaAMOaKTMBHBIMM, MU
b1yopCHLEHTBIMM METKAMM).

~  6) amnaMduKauma (yBesIMYeHMe Konum) nocaeaoBaTeIbHOCTEN HYKNEMHOBBIX
KMCNIOT; NPU 3TOM OHM MHOIFOKPAaTHO KOMMPYeTCA U CO3aHHble KOMUM MOXKHO
AEeTEKTUPOBaTb Pa3/IMYHbIMM METOAAMM.




[Mopunam3aumsa HYKJIEMHOBBIX KUCJIOT -
ocHoBa Ana AHK TectnMpoBaHuUA

- B ocHoBe rubpuamsaumm HyKIEMHOBBIX KUCAOT NEXUT NPUHLMIM
KomnnemeHtapHoct AHK (A=T; '=Ll), a Takxke cBoncta AHK npu

M3mMeHeHHoW pH m noBbileHHOW TemnepaType (50-60 0C)- ¥V an /\:)J
AeHaTypupoBaTb (pacnieTatbCcA Ha ABe HMTH). [lpouecc | » é
AeHaTypauum obpatmm. Ito cBoncTeo AHK nossonset ' RO\ [Nearypaum A
MAEHTUDUUMPOBATb OJIMIOHYKNEOTHUAHbIE NOC/Ie40BaTE/IbHOCTU U | ' Harpesane, \
MX MOJIMMOPPU3MBI.

Menneunoe oxnamenue

[eoiHan cnupant OfuHapHBle Lenu




[lofiMMepa3Hada uenHaa peakymA

MeToa nonmmepasHom uenHon peakummn (MLP) 3aknovaeTcs
B UMKJIMHYECKOM CUHTE3E in Vitro CTporo 3aZaHHbIX,

orpaHu4eHHbIX y4acTkos AHK anuHon ot aecaTtkoB Ao [onumepasHas nenHas peaknus - [P

HECKOJIbKMX ThICAY M1.0. ITO NO3BOJIAET B TeueHue 3-5 Yacos I GMETOMUE, © Y ECTOM K —
MO/ly4MTb OrPOMHOE YMCJIO KOMMM UCKYCCTBEHHO KOTOpbill TPEBYeTCH aMnAMdULMpOBaTD . S
CMHTE3MPOBAHHbIX MOJIEKY/ HY}XHOW NOC/1IE40BATE/IbHOCTM 5 3 L MO
AHK (T.e. amnaMduumposatb HeobxoaMMbin yyacToK AHK, a “*, S eh— s
ABNALMMCA NPeAMETOM MOJIEKYNSIPHOIO aHasm3a). Mo 5l ey ~ :
cy™1, metoa MNUP «MMuUTUpyeT» Ha orpaHMYEHHOM y4acTKe HYKNeoTabl Abidaasd .\Q Q O

reHa ectecTBeHHbIM npouecc penankaumm AHK, nmetowmm (dATP. dGTP\ > ‘?Il‘ 5 | |

MeCTO in Vivo: B COCTaB peaKLMOHHOro pacteopa c dCTP,dTTP) P ¢ | # ?:,“'““é, ., -

onpefie/IEHHOMN KOHLIEHTpALMEN MOHOB MarHusa u pH BxoauT S SR g

AHK-maTpuua, YeTbipe BUAa A€30KCMPUOOHYKNEOTUA- Nsa OHK npaiimepa, i
TpudocdaToB, a TaKKe TepmocTabuabHaa JAHK- KOMMNIEMEHTaPHbIE NPOTUBOMONOHHbIM

noAnMMepasa, COXpaHAIoLLas CBOI aKTUBHOCTb MpU RARJAM: PREHEESLeREN TREDyCMOrapparmens HEK

HarpeBaHMKU pacTBopa A0 BbICOKMX Temnepatyp (fopbyHoBa € Heverypau npn 94 - 96°C © o mpu ~ s8°C © srovrauw npu 72°C
B.H. 1999). Peakuna vHuummpyetca gobaBnsemMbiMu B

pacTBOp NpamMMepamMM - OJIMFOHYKIEOTUAHBIMM
nocaefoBaTeIbHOCTAMU, (PNAHKUPYIOLUMMU «30HY
MHTEepeca» U UrparoLLMMKM pPoJib 3aTPaBoK B Npouecce
KoMnaemeHTapHoro cuHtesa AHK.




CekBeHnpoBaHue AHK

| o

AAna o6HapyXeHMA HEU3BECTHbIX HYK/IEOTUAHbIX 3aMEH B aHa/IM3MPyEMOM
y4yacTKe (y4acTKax) reHa BO3HMKaeT He0b6X0AMMOCTb NpoBeAeHUs
CEKBEHUPOBAHUA, T.€. onpeaeeHnsa TOYHON HYKIEeOTUAHOM
nocnegosatesibHOCTH onpegeneHHoro ¢pparmenTa AHK (MnnapuowkuH C.H.,
2004). Ha npakTuKe Hambosee LMpOKoe pacnpocTpaHEHUE NOay4YmIo
CEKBEHMPOBAHUE MO Klaccnyeckomy metoay CaHrepa. M3yyaembin cparMeHT
AHK (Hanpumep, npoaykT MNLUP) nrpaeTt posib MaTpuLbl, Ha KOTOPOM NpwU
y4yacTUM npammepa, Ae30KCUPUBOHYKNeoTua-Tpudocdatos n AHK-
No/IMMepasbl MHULMMPYETCA HanpaB/€HHbIM KOMNIEMEHTAPHbIM CUHTE3 HOBbIX
mMonekyn AHK, ocyliecTB/isembiM OAHOBPEMEHHO B 4-X Mapasiie/ibHbiX
peakumax. CMbICh METOAA B TOM, YTO B KaXKAYH0 M3 peakumm AobaBaseTca oauH

13 4-X XUMUYECKM U3MEHEHHDBIX AE30KCUPUOOHYKNEOTUA-TpudocdaTos
(TepMMHaTOpOB).




[MonyyeHne peKoMOMHaHTHbIX AHK w1
MX aMnanduKauma

>

Ana paboTbl C HYKNEOTUAHbIMM NOC/Ie40BaTE/IbHOCTAMM B FreHaxX U ApYrmx
yyacTkax JHK Heo6xoaAMMO MMeTb AOCTaTOYHOE KOIMYeCTBO MaTepmana AN
MCCNefoBaHMA. ITO HeNpocTas 3ajaya, 0CO6eHHO ecin UCTOYHMKOM AHK
C/lyKaT TKaHM YenoBekKa. ostoMy nccneayemole pparmenTsl AHK 06b14HO
npeAaBapuTes/IbHO aMmnanMULUMPYIOT (YBEJIMYMBAIOT KOJIMYECTBEHHO B MUJIJIMOHDI
pas), 414 TOro 4tobbl Noay4vaTb MX B II060E BpeMA U B HEOrpaHMYEHHOM
Konn4yectBe. MCKIYNTENBHO LEHHBIM MHCTPYMEHTOM B PELLEHUM 3TOM
Npo6aeMbl OKa3anoCb UCMOJb30BaHUE peKOMOMHaHTHLIRX AHK (T.e. AHK,
MOCTPOEHHbIX M3 YYACTKOB Pa3HOro NpPoOMUCXoXaeHusA).




/IHK-auarHoctuka 3a6osieBaHMM

~  Mcnonb3ya TeXHUKY peKoMbuHaHTHbIX JAHK, yaaétca uccnefoBatb BapMaHTbl FEHOB,
OTBETCTBEHHbIX 32 Pa3BUTUE MHOMMX 3a601€BaHMMN. ITUM CMOCOBOM UAEHTUDULMPOBAHDI
TOYEYHblE MyTaLMM, Bbl3BaHHbIE 3aMEHOM OZHOMO a30TMCTOr0 OCHOBAaHMA, AENEHUSMU N
BCTaBKaMM, NPMBOAALLMMMU K NOSBNAEHMIO aNlNiIeNeEN, KOAUPYIOLWMX DYHKLMOHANIbHO
HeaKTUBHble 6e/KU. [ledeKTHble "NoNMMopdbl” BOZHUKAIOT KaK 3a CYET M3BMEHEHUM B
KOAMPYIOLLMX yYacTKax reHa, Tak M B pesysibTaTe MyTaumi B HEKOAUPYOLWMX; 061acTax,
TECHO MPUMbIKAIOLWMX K Fr€HAM M Bbi3bLUAKLWMX HapYyLUEHME UX paboThl.

~ Pa3paboTaHHble TEXHO0rMM NO3BOAKT BECTU LiesieHanpaBJeHHOe KapTUMpOBaHME reHOB
Yye/loBEKa B paMKax MeXJyHapoZHOro npoekrta "eHoM yenoBeKa". OdpurumanbHO 3Ta HayyYHas
Nporpamma C y4acTUEM BeAYLLMX MOIEKYNSPHO-reHeTu4Yeckux nabopatopmm CLUA, cTpaH
3anagHon EBponsbl, a Takxe Poccmn n AnoHmn opopmmnack B 1990 r. B xoae paboTbl Haj
MPOEKTOM KapTUpPOBaHbl 923 reHa, Bbi3blBalOLLMX Pa3BUTHUE MOHOTEHHbIX 3a60/1eBaHM, 6onee
100 U3 HMX NOJIHOCTbIO CEKBE-HUPOBaHbI. K KoHUy 2001 r. pa6oTamm nabopatopmm CLLA,
BenmnkobputaHuu, ANoHMM U paaa EBPONENCKUX CTPaH C TOYHOCTbIO 10 90% 3aBeplueHa
paclundpoBKa reHoma. OxuaaeTcs, YTo B TeYEeHUe 6mKanLmMX 2-3 neT 6yayT n3yyeHbl Bce
reHbl, OTBETCTBEHHbIE 3a pa3BUTME NATOJOMMYECKMX




[IpodmnnakTMKa HacneaCTBEHHbIX
60/1€3HEMN.

~ o AaHHbIM BceMMpHOM opraHmsaumm 3paBOOXPaHEHMS,
OK0J10 2,5% HOBOPOXXAEHHbIX MOABNAKTCA HA CBET C
pa3/IMYHbIMKU NOPOKaMM pa3BmUTUA. [pu 3ToM 1,5-2% 13 HUX
00YC/10B/IEHBbI MPEUMYLLECTBEHHO HEG1ArONPUATHLIMMU
3K30reHHbIMU (haKkTopaMu (TaK Ha3blBaeMbIMU
TepaToreHamm), a ocTaJibHble MMEKT NPEUMYLLECTBEHHO
reHeTuyeckyto npmpoay. Cpean 3K30reHHbIX NpUYUH
MOPOKOB pa3BMTUA caeayeT YNOMAHYTb 6MosIorMyecKkmue
(MHdEKUMOHHbIE 3ab601eBaHUA: KpacHyxa, reprec,
TOKCOMNNa3Mo3, XJaMMANMHan MHGEKUMS,
LMTOMErasioBMpyCcHasa MHpEKUMA), dusmnveckue (sce suabl
MOHM3UPYIOLLET0 U3NYYEHUA, PAAMOHYKINADbI), XMMUYECKME
(BCe NnpoTMBOOMYyXO/EBblE NpenapaTbl, FOPMOHa/IbHbIE
npenaparbl, HAPKOTMYECKUE BELLECTBA).

~ [podmnaKkTUKa - COCTaBHasA YacTb MeanLMHbI. CoumanbHO-
npoduaaKTUYECKOE HanpaB/ieHUe B Ae/ie 0XpaHbl 1
YKPEN/JIeHUs 3/10pOBbA HApoAa BKJIlOYaEeT B ceb4
MeANLMHCKUE, CAHUTAPHO-TEXHUYECKUE, TMIMEHNYECKME U
CoLMa/IbHO-3KOHOMMUYECKME MEPONPUATUS.




[IpodmnnakTMKa HacneaCTBEHHbIX
60/1€3HEMN.

~  TMo4Tn BCe 3a60/1€BaHUSA 3aBMCAT OT HAC/IEACTBEHHOM NPeAPACMONIONKEHHOCTH YesioBeKa. MHbIMU
C/I0BaMM, B 3aBUCMMOCTM OT TOFO, KaKMe MPU3HAKM YHAC/Ie[0Bal YE/IOBEK OT POAUTENIEN, €r0 LWAHCHI Ha
3a60/1€BaHUE OTAE/IbHbIMM 601€3HAMM MOTYT pa3nnyatbca. Cpeam Npoymx 601e3HEN BbiAENAOT TakKMe,
KOTOpbIE LENMKOM (M1 NMOYTH NMOJIHOCTbIO) 3aBMCAT OT HAaC/IEACTBEHHbIX (haKTOpPOB. ITN 601Ee3HU
Ha3bIBalOT HAC/NIeACTBEHHbIMM. MX MOXKHO NPeoTBpaTMTb M/IM YMEHbBLUUTb BEPOATHOCTb MX NPOSBIEHUS,
€C/IM NPUHMMATb CreuuasibHble MEpBbI.

- [lo cTeneHu yrpo3sbl (PUCKa) MOBTOPHOrO MPOSIBNIEHUA B CEMbE HACNEACTBEHHbIX 3a60/1€BaHUN UX
noApasgenAaT Ha 3 rpynnbi:

~ 1. 3a60/1€BaHMA C BbICOKOM CTEMEHbI0 FEeHETUYECKOro pmcKa (1 : 4), K KOTOpbIM OTHOCATCA 60NE3HU C
ayTOCOMHO-JOMUHAHTHbIM, ayTOCOMHO-PELIECCUBHbBIM M CLEM/IEHHbIM C MOJIOM TUIMOM HAC/IeJ0BaHUS;

~ 2. 3a601eBaHUA C YMEPEHHOM CTEMEHbIO FreHeTUYecKoro pucka (MeHee 1 : 10); K HUM OTHOCATCSA
HacneACTBEHHbIE 3a60/1eBaHUA, Bbl3BaHHbIE CBEXUMM MyTaLMAMMU, a TaKKE XPOMOCOMHbIE 60JIE€3HM U
3a60/1€BaHUA C MOJIMFEHHbIM TUINOM Hac/1IeA0BaHMSA, TO €CTb 3HAYMUTE/IbHAA YaCTb BPOXKAEHHbIX YPOACTB U
HacNeACTBEHHbIX 3a60/1eBaHUM, Pa3BMBAKOLMXCA HA FEHETUYECKU HEBIAronprMATHOM (POHE;

~ 3. 60/1€3HM, XapaKTepM3YyLIMeca He3HaUYMTENIbHbIM PUCKOM MOBTOPHOIO MPOSAB/IEHMA UIU MOJHbIM
OTCYTCTBMEM PUCKa.

~  OAHWM M3 HanpaBAeHUW NPODUNAKTUKM HAC/IEACTBEHHbIX 3a60/1€BaHMI ABNSETCA MX PAHHAS
AMarHoCTUKa, onpeaeneHne pMcka Hac/eACTBEHHbIX 3a60/1€BaHMM.




[MpodrnakTMKa HaceACTBEHHbIX 601E3HEN.
MeToabl NpeHaTa/IbHOM AMArHOCTUKM.

[lpeHaTaNibHaA anarHocTrKa (M4) HacneaACTBEHHbIX M BPOXKAEHHbIX
60/1€3HEN - CPAaBHMUTE/IbHO HOBOE HarpaB/iEeHWE MeAULMHCKOM
reHeTUKU, Bo3HMKLee B 80-x rogax XX BeKa Ha CTblKe TakMxX
K/IMHUYECKMX HayK, KaK aKylepCTBO, NTMHEKO/IOMMA, HEOHATOI0THA,
MeAUUMHCKAs reHeTMKa, C 04HOW CTOPOHDI, namcbmmonorm
BGMOXMMUA, UMTOrEHETHKA, MOJIEKYNAPHASA 6l40)10|'l4F| reHeTuKa
yesioBeKa - ¢ gpyrou [1].

Ha coBpemMeHHOM 3Tane pa3BMTUA NpeHaTasibHasa AMarHOCTUKa
npuobpeTaeT o4YepTaHUA CaMOCTOATE/IbHOr0 Hay4YHOro
HanpaB/€HMA CO CBOMMU 3aja4amMm, METOAaMMU U NPeaMETOM
nccnepoBaHms. NpeameTom (06LEKTOM) Hay4HOro msydenms M/
ABNAETCA 3apobill Ye/I0BEKA Ha pa3HbIX 3Tanax BHYTPUYTPOOHOro
pa3BUTUA. YenoBEeYECKMIA 3apOAbilll CErofHA AOCTYNEeH /1A CaMbiX
pa3HOO6pa3HbIX UCCNeA0BaHUM U JUArHOCTMKM NPaKTUYECKM Ha
nobom ctaamm pa3smtma. Metoabl, npumeHsiemble B M,
LlenecoobpasHo pa3ge/iMTb Ha HEMpsAMble, KOrga 06 bEKTOM
MCCNeaoBaHMA ABNAETCA 6epeMeHHas KeHLWMHa, M NpAMble, Korga
nccnepyeTca cam nnog. NocnegHue MoryT 6biTb MHBA3UBHbBIMMU
(onepaTuUBHbIMU) U HEMHBA3MBHbIMM.




[IpodmnnakTMKa HacneaCTBEHHbIX
60/1€3HEMN.

~ Henpsamble meToabl NpeHaTa/IbHOM AMArHOCTUKM

~  CnepyeT OTMETMTb, YTO OCHOBHOE Ha3HaYeHME HEMPAMbIX METOZOB - OTGOP MEHLLMH rPYMM BbICOKOro pUCKa A1
Aa/lbHENULLIEro yrny6neHHoro HabloaeHns. Hapagy ¢ 6aKTepMONOrMYeCcKMMM UCCIe0BaHMAMM Ha CKPbITble
MHDEKLMM 1 aKyLIEPCKO-TMHEKOIOrMYECKMM OCMOTPOM BaXKHasA poJ/ib NMPUHAANEXMUT MeAMKO-TEHETUHECKOMY
KOHCY/IbTMPOBaHMIO. MpU 3TOM YKe Ha YPOBHE KEHCKMX KOHCY/IbTaLMM JKEHLUMHA MOXKET NoYyYUTb MHADOPMALIMIO O
TOM, OTHOCMUTCA OHa MJIM HET K FPynnamM BbICOKOrO pUCKa poXKAeHWUs 60/1bHOr0 pe6eHKa.

~  OcHoBHble NoKa3aHWA A8 Hanpas/ieHns 6epeMeHHol Ha /] Bo BceM MMpe NPMMEPHO 0MHaKoBbl. OHK BKJIIOYAIOT:
1) BO3paCT XEHLMHbI CTapLie 35 IeT ; 2) Ha/IM4YMe He MEHeE /JIByX CaMOMNPOMU3BOJIbHbIX BbIKMbILLEN (a6OpTOB) Ha
PaHHUX CpOKax 6epeMeHHOCTH; 3) Ha/MIMe B CeMbe pebeHKa MM naoaa oT NpeablayLiel 6epeMEHHOCTH C
60ne3Hbio [JayHa, ApYrMMM XPOMOCOMHbBIMU 60N1E€3HAMM, C MHOXECTBEHHbBIMWU BPOXKAEHHbIMW MOPOKaMM, CEMENHOE
HOCMTE/IbCTBO XPOMOCOMHbIX NEPECTPOEK; 4) MHOTME MOHOrE€HHble 3a60/1€BaHMA, paHEEe AMArHOCTMPOBaHHbIE B
CEMbE WU Y BAMNKAULIMX POACTBEHHUKOB; 5) NMpUMEHEHME Nepes U Ha paHHUX CPOKax GEPEMEHHOCTU psaaa
papmMaKonormyeckmx npenapartos; 6) nepeHeceHHble BUPYCHble MHEKLMN (FrenaTHT, KpacHyXa, TOKCOMNIa3mos U
Ap.); 7) ob6nyyeHue Koro-H1byab M3 CynpyroB A0 3a4aTus.

~  [poBeaeHHOE B onTMMasibHble CPOKK (15-16-HeaenbHOM 6EPEMEHHOCTM) C UCMO/Ib30BAaHMEM TPEX TECT- CMCTeM
MccaeaoBaHMe No3BosAET BbiABMTL 40 80% niofos C AedeKTamm pasBUTMA BHYTPEHHWUX OPraHoB U 10 65% -
XPOMOCOMHbIMM 6071€3HAMM (HanpuMep, ¢ 6one3Hblo JayHa, nonynsuMoHHas YacToTa KOTOPOM COCTaBAaseT 1 Ha
600-650 HOBOPOXAEHHbIX).




[MpodunakTMKa HacneaCTBEHHbIX

6021e3Heun. [IpsaMble MeToAbl NpeHaTa/IbHOM

AMArHOCTUKMU

YnbTpasByKoBOe CKaHMpoBaHMe. Hanbonee pacnpocTpaHEHHbIM U CaMbiM
3(pDEKTMBHBIM NPAMbIM HEMHBA3MBHLIM METOZOM MCC/IEA0BAHMSA NI0JA ABNSETCA
y/IbTPa3BYKOBOE 06C/1e/l0BaHNE (CKAHMPOBAHME) - Y/IbTPa3ByKOBas AMArHOCTMKA

(Y34).

UHBa3MBHbIe (OnepaTUBHbIE) MeTOAbl MPeHaTa/IbHOM AUArHOCTUKM.
ZlocTatoyHO nosHaa MHdopMauma 0 KapuoTune 3apojplla, GUOXMMHUYECKMX U
FEHOTUNMUYECKUX OCOOEHHOCTAX €ro KIE€TOK MOXET OblTb NOJIly4YeHa TO/IbKO Ha
OCHOBAHMW COOTBETCTBYHOLLMX UCCIeI0BaHMM HENOCPEACTBEHHO TKAHEM CaMOro
naoga Mau ero NPoBU30OPHbIX OPraHoB (MJaueHTbl, XopuoHa). PaspaboTaHbl M
LUMPOKO MPUMEHAIOTCA pa3/IMyHble MHBA3UBHbIE METOAbl, NO3BONAIOLLME NOJTyYaTb
3MO6PMOHAJIbHBIM MaTepMan Ha Ilo6OM CpoKe 6epeMeHHocTH (puc. 1). Tak, B
HacTosALLlee BpeMsA peasibHO AOCTYMHbl MCCNeL0BAaHUIO 3apoblllM YeloBEeKa
AOMMMIAHTALMOHHbIX CTaAuM pa3BMUTMA, TO €CTb B TEYEHME NEPBbLIX 7 AHEMN noc/e
ONJIOAOTBOPEHUA. AHANU3NPYA MOJIEKYNAPHBIMU UIU LUTOFrEHETUYECKMMM
MeToAaMM NoJIApHbIE TeJibla MU M30/IMPOBAHHbIE KNIETKM (61acTOMeEpbI)
Apo6SALUMXCA 3apoAbllleM, NONYYEHHbIX B pe3y/ibTaTe MCKYCCTBEHHOIO
OMJI0J0TBOPEHMSA BHE OpraHM3mMa MaTepu, MOXKHO C OCTaTOYHOM YBEPEHHOCTbIO
onpeaennTb Noa naoja (4To BaKHO NMPU HaIMYMK B CEMbE 3a60/1EBAHUM,
CLENJIEHHBIX C X-XPOMOCOMOM), a TaKKe NPOBECTM MOJIEKYIAPHYIO AMArHOCTUKY
HEKOTOPbIX PaCNpOCTPAHEHHbIX HAC/1eACTBEHHbIX 3a60/1eBaHMM (MYKOBUCLIMAO3,
reModunns, CMHAPOM parunbHOM X-XPOMOCOMbI).




[podmnakTMKa HacieACTBEHHbIX 601E€3HEN.
/INarHOCTMKA XpOMOCOMHbIX BONIE3HEN.

~  XOpoOLLO M3BECTHO, 4TO Ha Aonto Bcex /], cBA3aHHbIX C s j\* ;;-’;:"m — (I A smorveckas
XPOMOCOMHOM NaTo/0rMeun, NPUXOAMTCA OCHOBHAS YacTb - - P ‘wm  WuakocTs
(0K0/10 80-85%) >KEHLUMH rPynn BbICOKOrO PUCKa, i - . A i M) /
HanpasaAeMbIX Ha M/ ¢ npMMeHeHNEM MHBa3UBHbIX _BY P QI /

MeToA0B. MIMEHHO NO3TOMY Takoe BHUMaHMe yaensaeTcs _ Y XpoMocombi
pa3paboTke yA0OHbIX, 3PDEKTUBHBIX U HAAEKHbIX
MEeTOA0B XPOMOCOMHOIO (LIUTOreHEeTMYECKOro) aHaam3a
KNeToK nnoja. B HacTosee Bpems npobiema HageKHOM
UMTOreHeTUYECKOM AMArHOCTMKM NojAa YeoBeKA )

O6pa3seu NynOBUHHOWN
NPaKTUYECKU Ha II0OOM CpOKe 6epeMEHHOCTU YCMELLHO KpoBM NnoAa
pelweHa. Metoamnyeckn Hambonee yaooHbIMU AN
AMArHOCTMKU XPOMOCOMHbIX 60JIE3HEN Y MN104a SBAAIOTCA
10-12-a Hepenn 6epeMeHHOCTH, Korja B cayyae ol iy
HEeo6X0AMMOCTM BO3MOXKHO NpoBeaeHne MeaULMHCKOro —
abopTta. XpOMOCOMHble npenapaTbl U3 BOPCUH XOPMOHA LLlevia MaTkH
(NnaueHTbl) NPSAMbIM METOAOM roToBAT A0 19-20-1 Hefenb
6epeMeHHOCTU , a Ha 60s1ee NO3AHMX CpOKax
NpeAnoYMTaloT MX NOAYyYaTb M3 KY/IbTUBUPYEMbIX
NMMdOLMTOB NYNnoBMHHOM KpoBU. KapuoTunmposaHue
KYJIbTUBMPOBAHHbIX KNETOK aMHMOTUYECKOM KUIKOCTHU
BO3MOHO Ha 13-21-M Heaensx 6epeMeHHOCTH.

OBPASLA
¥l TKAHU OATHUK
XOPUOHA h Y3U

MATKA

MNALEHTA




[MpocdmnakTMKa HaceACTBEHHbIX 601€3HEN.
/IHK- AMarHoCcTMKa reHHbIX 60N1E3HEN.

- [AHK-AnarHocTMKa MOHOreHHbIX 60/1€3HEN, AOCTYMHbIX MOJIEKY/IAPHOM
AnarHocTuke, yxe npesbiwaet 1000 1 npogonKaeT 6bICTPO YyBENMUYMBATHLCA.
Co34aHbl M NOCTOAHHO COBEPLUEHCTBYIOTCA BCE HOBble 3(P(EKTUBHbIE U
AOCTaTO4YHO YHUBepcanbHble MeToabl AHK-anarHoCcTMKKU, Takme, Kak MeToz
No/MMepasHon LenHou peakumm (MLP), aBTOp KOTOPOW - aMEPUKAHCKUM
yuyeHbin Kan Mynnmc otmeveH HobeneBckon npemmen 1994 roaa, metos 6,10T-
rMépmamnsaumm, yBeKoBeumBLIMK MMA ero cosaatensa d4. CaysepHa (1975 roa),
n metoabl AHK-cekBeHMpoBaHMA (aHaNM3 NEPBMYHOMN NOC/Ie40BaTEIbHOCTH
HyKneotnaos B uenoyke AHK), paspaboTtaHHblie 1. CoHAXKEpOM.




[lpopmnakTMKa Hac1eACTBEHHbIX 60IE3HEMN.
broxmmmnyeckaa aAMarHoOCTUKaA.

~  MeToAbl BUOXMMMYECKON AMArHOCTUKM HacneCTBEHHbIX 6one3HeN
HarnpaB/IEHbl HA ONMCaHME BUOXMMMYECKOro heHoTuna opraHmsma. Ot
3KCMPECCHPYIOLLErOCA reHa A0 KAMHMYeCcKoro deHoTuna cyulecTeyeT
HECKO/IbKO YPOBHEN BMOXMMMYECKMX MPOLLECCOB. B CBA3M C 3TMM CEeKTp
O6UOXMMMYECKUX UCCNE0BAHMIN MOXKET ObiTb Pa3/IMYHBIM - OT ONpeaeneHus
NepBMYHOro 6MOXMMMYECKOro NPOAYKTa (noaMnenTnaa) Ao UCCnefoBaHUA
KOHEYHbIX NPOAYKTOB MeTabom3mMa (B KpOBU, MoYe, NOTE U APYrMX
OUOSIOrMYECKUX KMAKOCTAX). MHOrga XapaKTepHble BUOXMMMYECKME
NnoKasaTte/in ABNAITCA eAUHCTBEHHbIM NPM3HAKOM Hac1eACTBEHHOIO
3ab60/1eBaHMA. ECTb OCHOBaHMSA CcuMTaTb, YTO 60/1ee geleBble, AOCTYMHbIE ANS
MaCCOBOro NpMMEHEHUA BUOXMMMYECKME MeToAbl ByayT HaxoaMTb BCe bosee
LUIMPOKOE NMPUMEHEHUNE B CKPMHMHIE HAC/IeCTBEHHbIX 60/1€3HEMN.




brotexHonorus




broTexHo/10rne.

|

BUOTEXHOIOrMA — AMUCUMIIMHA, M3YYaKoLLas BO3MOXHOCTU MCMOJIb30BaHMA
}KMBbIX OPraHM3MOB, MX CUCTEM MU NPOJYKTOB MX XU3HEAeATEe/IbHOCTH ANS
pEeLLUEeHUSA TEXHOJIOTMYECKMX 33/a4, a TAKXKe BO3MOMKHOCTU CO3JAaHMS HKMUBbIX
OpPraHM3MOB C HEO6XOAMMbIMM CBOMCTBAaMM METOJOM FrE€HHOM MHXKEHEPUM.

BroTexHonorMen 4acto HasblBalOT NMPUMEHEHME TEHHOM MHXKEHEpHM B XX—XXI
BEKax, HO TEPMMH OTHOCUTCA U K 60J1Iee LUMPOKOMY KOMIJIEKCY MpOLEeCcCcoB
MoanMdUKaLMM BUONIOrMYECKMX OPraHM3MOB A/19 06ecneyYeHns NoTpebHOCTEN
YyenoBeKa, Ha4YMHaA ¢ MoAUMUKaLMM PacTEHMM MU JKMBOTHbIX

NYTEM UCKYCCTBEHHOI0 oT60pa U rmépuamsaumm. C NOMOLLBbIO COBPEMEHHbIX
MeTO0B TPaAMUMOHHbIE BUOTEXHONOMMYECKUE MPOM3BOACTBA MOJTYUNIIN
BO3MOXHOCTb Y/IyYLINTb KAa4€CTBO NULLEBbLIX NPOAYKTOB U YBEINYNUTD
NPOAYKTUBHOCTb *KMBbIX OPraHM3MOB.




NcTopusa 6BMOTEXHOIOMMM.

BrnepBble TePMUH «BMOTEXHOJIOMMA» NMPUMEHWU BEHrepcKMi MHKeHep Kapa dpekn B 1917 roay.

Mcnonb3oBaHMe B MPOMBbILLIEHHOM NPOM3BOACTBE MUKPOOPraHM3MOB MK MX (PEPMEHTOB,
o6ecneymnBatoLLMX TEXHOOrMYECKUI NPOLIECC, M3BECTHO U3APEBNE, OHAKO
cUCTEeMaTM3MPOBaHHbIE Hay4HblE MCCNEeA0BaHMS NO3BOJIMIM CYLLECTBEHHO PaCLUMPUTb apCeHal
METOZO0B U CPeACTB GMOTEXHOIOMTUM.

Tak, B 1814 roay netepbyprckuit akagemmk K. C. Knupxrod oTKpbin sBieHue

6MOIOrMYECKOr0 KaTasim3a M nbiTanca 6MoKaTaIMTUYECKMM MYTEM MONYYNUTb Ccaxap U3
AOCTYMHOro OTEYECTBEHHOIO CbipbsA (A0 cepefnHbl XIX BeKa caxap nosyyanu To/IbKO
M3caxapHoro TpocTHuka). B 1891 roay B CLUA ANOHCKMI 6MOXMMMK /13. TakammuHe nosayumn
NepBbl NAaTEHT HA MCMOJIb30BaHME (DEPMEHTHBIX MPENapaToB B MPOMbILLIEHHbIX LENAX: YYEHBIM
NpeanoXun NpMMEHUTb AuacTasy A1a oCaxapuBaHUA pacTUTE/IbHbIX OTXOAO0B.

B Hayane XX BeKa aKTMBHO pa3BuBasiaCb 6pOAU/IbHAA U MUKPOBMOIOrMYECKAs NMPOMbILLIIEHHOCTb.
B 3T1 e roabl 6biM NPeANPUHATHI NEPBbIE MOMbITKM HaNaAuTb MPOM3BOACTBO aHTMOMOTUKOB,
MULLEBbIX KOHLEHTPATOB, MOJIYYEHHbIX U3 APOXKIKEN, OCYLLECTBMTb KOHTPO/Ib (hepMEHTaLMM
MPOAYKTOB PACTUTE/IBHOrO M }KMBOTHOIO MPOUCXOKAEHMS.

MepBbiM aHTUBMOTMK — NEHULUMAIMH — YANOCh BbIAEIMTb U OYUCTUTb A0 NPUEMJIEMOrO YPOBHS
B 1940 roay, 4TO a/I0 HOBbIE 33Jla4M: MOMCK U HaJlaXKMBaHWE NPOMbILLJIEHHOrO NPOM3BOACTBA
JIEKApCTBEHHbIX BELECTB, NPOAYLMPYEMbIX MUKPOOPraHM3Mamm, paboTa Haj yAeLIEeBEHUEM U
MOBbILLEHMEM YPOBHS 6MO6E30MACHOCTH HOBbIX JIEKAPCTBEHHbIX NMPENApaToB.




TexHo10rMm ¢ NPMCTaBKOU «OUO>.

~ [eHHas u Kn1emo4Hasa UHKeHepus
FeHHasA M KNeTOYHaA MHXEHEPUSA - ABNAIOTCA BAXXHEULIMMM METOAAMU (MHCTPYMEHTaMM), SeXallmMu
B OCHOBE COBPEMEHHOM GMOTEXHOIOMMM.
MeTo/pbl KNeTOYHOM MHKEHEPUM HarpaB/ieHbl Ha KOHCTPYMPOBaHUE KNETOK HOBOro TMna. OHM moryT
6bITb MCMOJIb30BaHbI AJ/19 BOCCO3JaHMA KU3HECMOCOBHOM KNETKU M3 OTAEbHbIX (DparMeHTOB pasHbIX
KNETOK, A/1f 06BbeAMHEHMA Lie/IbIX KNETOK, NPUHAANEKABLUMX Pa3/IMHYHbIM BMaM C 06pa3oBaHMeMm
KNETKU, HECYLLEN FTEHETUYECKMIM MaTEPUA 06EMX MCXOAHbIX KNETOK, U APYrMX onepaumm.

~  [eHHO-UHXEeHepHble MeTO/bl HarnpaBJ/iIeEHbl HA KOHCTPYMPOBAHUE HOBbIX, HE CYLLECTBYIOWMX B NpMpoae
COYEeTaHMM reHoB. B pesysibTaTte NPUMEHEHMA FTEHHO-MHKEHEPHbIX METOA0B MOXKHO NOJlyYaThb
PEKOMOUHaHTHbIE (MoaudHuMpoBaHHble) Mmonekyabl PHK v AHK, ana yero npomssoautca BblgeneHue
OTAE/IbHbIX F€HOB (KOAMPYIOLLMX HYXHbIM NPOAYKT), U3 KNETOK Kakoro-s1bo opraHusma. Mocne
npoBeZieHnA onpeAeeHHbIX MaHUNyAALUKU C 3TUMM FreHaMM OCYLLLECTBAETCA UX BBEAEHUE B Apyrue
OpraHu3Mmbl (baKTepumn, APOXKKM U MIIEKOMUTAIOWME), KOTOpble, MOJIy4YMB HOBbIU FEH (FreHbl), oyayT
CMOCOGHbI CUHTE3MPOBATb KOHEYHbIE NPOAYKTbl C U3BMEHEHHBIMU, B HYXHOM Ye/I0BEKY HarpaBJ/IEHMM,
CBOMCTBaMU. MHbIMM C/IOBaMM, Fr€HHAA MHXKEHEPUS NO3BOIAET NOJyYaTb 3aJaHHbIE (}KeNaemble)
KayecTBa M3MEHAEMbIX U/IM FEHETUYECKM MOAUDULMPOBAHHBIX OPraHM3MOB MJIM TaK Ha3blBaEMbIX
«TPAHCrE€HHbIX» PaCTEHUU U XKMUBOTHDIX.

> Hanbonbluee npuMMeHeHMe reHHaa MHxXXeHepmAa HallJla B CE€J/IbCKOM X035MCTBE U B MeanumHe.




buotexHonormm B MeamumHe.

~ Ha ocHoBe reHHoM MH}KEeHepUM BO3HMKIA Lieasd oTpac/b hapMaLeBTMYECKOM
MPOMbILLNEHHOCTH, Ha3biBaeMas “uHaycTpuen AHK” u npeacTtasnsollas cobom oaHy
N3 COBPEMEHHbIX BETBEM BUOTEXHOIOMMKU. bonee yeTBEpTU BCEX NIEKAPCTB,
MCNONIb3YEMbIX CEMYAC B MUPE, COLEPIKAT MHIPEAMEHTbI U3 pacTeHUM. [eHHo-
MOANMDUUMPOBAHHbIE PAaCTEHMSA ABNAIOTCA AELEBbIM U 6€30MacHbIM UCTOYHMKOM ANA
NONY4YEHUS NOJIHOCTbIO (DYHKLUMOHANbHbIX NE€KAPCTBEHHbIX 6E/IKOB (aHTUTEN, BaKLUMH,
depMeHTOB 1 Ap.) KaK ANA YenoBeKa, TaK U ANA XUBOTHbIX. [TpuMmepamm
NPUMEHEHUA FTEHHOM MHXEHEPUM B MEeAULMHE SBNAIOTCS TaKKe NPOM3BOACTBO
4e/I0BEYECKOro MHCYJ/IMHA NMYyTEM MCMOJIb30BaHMA reHHO-MOAUMDULMPOBAHHbIX
6aKTep1i, NPOM3BO/ACTBO SPUTPOMNOITUHA (TOPMOHA, CTUMY/IMPYIOLLIErOo 06pa3oBaHMe
3PUTPOLMTOB B KOCTHOM Mo3re. dPusmonormyeckaa posib JaHHOrO rOPMOHA COCTOMT B
perynauum npoayKumm 3puTpoumnToB B 3aBUCMMOCTM OT NOTPEOHOCTMU OpraHmM3ma B
KUMCNOPOAE) B KY/IbType K/IeTOK (T.€. BHE OpraHmM3ma qenOBeKa) W1 HOBbIX NMOpoA
3KCNEPUMEHTAJIbHBIX MbILLEN IS HAYYHbIX MCCNIeJ0BaHUM.




buoTtexHonorma B MeguUmHe

~  WHCYAMH - rOpMOH NOJKEeNyJOYHOM Kenesbl, 5
PEry/IMpYOLWUA Yr1eBOAHbIM OOMEH M NOAAEPHKMBAIOLLMU
HOpPMaJibHbIM YPOBEHb Caxapa B KpoBW. HegocTtaTok 3aToro
rOPMOHa B OpraHM3Me MPMBOAMT K OJHOMY M3 TAXKENeMULLMX
3a60/1€BaHUM - CaxapHOMY AMAOETY, KOTOPbIM KaK NMpUYMHa
CMEPTH CTOMT Ha TPETbEM MECTE MNoC/Ie CEPAEYHO-
COCYAMCTbIX 3a60/1€BAHUMN M paKa. MHCYIMH - HEGObLLIOM
rI06YNAPHbIM 6ENOK, coaepalimm 51 aMMHOKUCIOTHBIN
OCTaTOK M COCTOALMM U3 IBYX NOMNENTUAHBIX Lienew,
CBA3aHHbIX MEXAY CO60M ABYMA ANCYNbMPUAHBIMMU
MoOCTMKaMK. CUHTE3MpYeTCA OH B BMAE OAHOLENOYHOr0
npelecTBeHHNKA - MPOUHCY/IMHA, COAEep’KaLlero
KOHLIEBOU CUIHaNbHbIM NenTua (23 aMMHOKUCNAOTHbIX
ocTaTKa) U 35-3BeHHbIM coeanHUTENbHBbIM nentma (C-
nentng). lNpu yodaseHuu cCUrHanbHOro nenTuaa B KAeTKe
o6pa3yeTca NPOMHCYIMH U3 86 aMMHOKMC/IOTHbIX OCTATKOB,
B KOTOPOM A 1 B-uenu nHcymHa coeamHeHbl C-nenTUaoM,
o6ecneynBaioLLMM MM HEOOXOAMMYHO OPUEHTALMIO MPY
3aMblKaHUK aucyabduaHbIX cBs3eun. ocne
NpOTEONUTMYECKOrO oTlenneHna C-nentmaa obpasyertcsa
WMHCYJIMH.

UHCcynuH




brotexHosiorma B MeanumHe.

. Pabomsbl N0 reHHO-UHKEHEPHOMY MOJyYEHMIO

MHCY/IMHA Ha4vasiucb okono 30 net Hasag. B 1978 roay
NOABMJIOCb COOBLLEHNE O MOJIYYEHMM LUITAMMA KULLEYHOM
Na/IoYKKU, NPOAYLMPYHOLLErO KPbICUHBIM NpounHCymH (CLLUA). B
3TOM e rogy 6blaM CUHMe3UupoBaHbl omaoeJibHble yenu
4yes108€4eCK020 UHCY/IUHA NOCPeACTBOM 3KCNPEeCCUU UX
CUHTETMYECKMX reHoB B KneTKax E. Coli(puc. 8.21):

1. KaxabIM 13 N0/TlyYEHHbIX CUHTETUYECKMX FEHOB
noACTpamBasiCA K 3'-KOHUY reHa (bepMeHTa B-ralakto3mngasbl m
BBOAMJ/ICA B BEKTOPHYIO nsiasammay - pBR322 (1).

2. Knetku E. Coli, TpaHChOpMMPOBaHHbIE TaKUMM
PEKOMOMHAHTHbIMM NAAa3MMAAMM, NMPOMU3BOAUIN TMOPUAHBIE
(XMMepHble) 6enKK, cocToAlmME 13 pparMeHTa B-raslakTo3naasbl
M A u B nentmuaa MHCY/IMHA, NPUCOEAUHEHHOIO K HEM Yepes3
OCTaTOK METMOHMHA (2).

3. MNocne 06paboTKM XMMEPHOIro 6es1Kka 6POMLMAHOM U
NpOTEONUTMYECKOrO oTwenneHna C-nentmga obpasyertcsa
WMHCY/INH.
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buotexHonormm B MeamumHe.

~ PaspaboTka MeToZ0B FrEHHOM MHKEHEPUM, OCHOBAHHBIX Ha CO3JaHMMU
peKOMOMHaHTHbIX JAHK, npuBena K ToMy "OMOTEXHONOTMYECKOMY BYMY", CBUAETENSAMM
KOTOPOro Mbl ABASiIEeMCS. biarogaps AOCTUXKEHMAM HAyKKU B 3TOM 06/1aCcTU CTano
BO3MOMHbIM HE TO/IbKO CO3JaHME «OUOJIOrMYECKMX PEAKTOPOB>, TPAHCIE€HHbIX
¥KMBOTHbIX, FEHHO-MOAMMDULMPOBAHHbIX PAaCTEHMM, HO U NPOBEAEHUE MEHETUYECKOM
nacnopTmsauum (NoJIHOro UCCNeoBaHUA M aHaM3a reHoTUNna YesioBeka,
NpOBOAMMOrO, KaK NnpaBm/io, Cpasy nocse poxaeHua, ANa onpeaeneHus
npeApacnosioXeHHOCTU K pa3NMyHbIM 3a001€BaHUAM, BO3MOXKHYIO HEeaZleKBATHYIO
(annepruyeckyo) peakumio Ha Te UM UHble JIEKAPCTBa, a TaKXe CKJOHHOCTb K
onpeAeneHHbIM BUAaM AeATesIbHOCTU). [[eHeTnYecKasa nacnopTm3auma no3BonaeT
NPOrHO31pOBaThb M YMEHbLLIATb PUCKM CEPAEYHO-COCYAMUCTbIX M OHKOJIOrMYECKMX
3a60/1€BaHMM, UccnenoBaThb U npezoTBpaLyaTh HeMpoJereHepaTmBHble 3a60/1€BaHUA
M NPOLECChl CTApPEHMS, aHa/IM3MpPOBaTb HEMPO-(PM3MONOrMYECKME OCOBEHHOCTH
JIMYHOCTU HA MONIEKYNAPHOM YPOBHE), AMArHOCTUPOBAHUE reHEeTUYECKMX
3aboneBaHunn, cosgaHue /JHK-BakuUMH, reHoTepanus pa3iM4yHbIX 3a60/1€BaHMM U T.

a.




K/I0HMpoOBaHUe.

~  KnoHuMpoBaHMe - 3TO 0JMH U3 METOA0B, NMPUMEHSAEMbIX B BMOTEXHONOM MM ANS
NOJlY4EHUA UAEHTUYHBIX MOTOMKOB MPM MOMOLLIM 6ECMOJIOr0 pa3MHOXKEHMS. MHaye
K/IOHMPOBaHWE MOXHO ONpefe/ITb KaK NpoLecC M3roTOBJAEHMA FreHETUYECKU
MAEHTUYHBIX KOMMM OTAE/IbHOM KNETKM MM OpraHmn3ma. To eCTb NOJIyYEHHbIE B
pe3ynbTaTe KJIOHMPOBAHMSA OPraHU3Mbl NMOXOXU HE TOJIbKO BHELLHE, HO M
reHeTu4eckas MHdopmaums, 3a/0XKEHHasA B HUX, abCOIIOTHO OJJMHAKOBA.

~  TepMMH «KJIOHMPOBaHWE» NPOUCXOAUT OT aHrIMMCKoro cnosa clone, cloning
(BeTo4yKa, nober, oTnpbICK), KOTOPOE 0603HAYAET rPynny pacTeEHUM (HaanMep,
CbpyI-(TOBbIX p,epeBbeB), NOJIyYEHHbIX OT O4HOr0 PacTeHMA-NPOU3BOAUTENA
BereTaTMBHbIM (HE CEMEHHbIM) CMOCO60M. 03Xe Ha3BaHUEe «KJIOHUMpPOBaHUE>» Obls10
nepeHeceHo Ha pa3paboTaHHYH TEXHOJIOMMI0 NOYyYEHUA MAEHTUYHBIX OPraHM3MOB,
MMEHYEMYIO TaKXKe «3amelleHMe KNeTOYHOro aapa». OpraHmambl, NoJjlydeHHbIe Mo
TaKOM TEXHOIOMMU, CTa/IM Ha3bIBaTbCA KJoHaMM. B KoHue 1990-x rogoB XX BeKa
CTajla 04EBUHA BO3MOXKHOCTb NPUMEHEHUSA 3TOU TEXHONOIMM ANS NONYHYEHUS
reHeTUYeCKU UAEHTUYHbIX Ye/IOBEeYECKMX MHANMBUAO0B, TO €CTb CTaJI0 Pe€asibHbIM
KJIOHMPOBaHME YesioBeKa.




K/I0HMpoOBaHUe.

~ [lepBbIM UCKYCCTBEHHO KJIOHUPOBAHHbIM MHOIMOK/JIETOYHbIM OpraHM3MoM ctana B 1997 r. oBua
Aonnu. B 2007 roay oaHoro us cosgatenen KAoHMpoBaHHOM oBLUbl EnnsaBeTa Il Harpaamna 3a
3TO Hay4YHOEe AOCTUXKEHME PbILAPCKUM 3BaHMEM.

~  CyTblo TEXHUKM «AAEPHOIO NEPEHOCA>», WMCMOJIb3yeMOM NPU KIOHMPOBAHWM, ABNAETCA
3aM€eHa COGCTBEHHOrO KNETOYHOr0 AApa On040TBOPEHHOM SMLEKNETKU Ha A4po0,
W3BJIEYEHHOE U3 KJIETKM OpraHmM3ma, TOYHYH FreHEeTUYECKYI0 KOMUI0 KOTOPOro MiaHMpyeTCH
nonyuntb. K HacToAweMy BpeMeHU pa3paboTaHbl HE TOJIbKO METOAbl BOCMPOU3BEAEHMSA TOrO
OpraHu3ma, M3 KOTOpOoro KjieTka bblna B3ATa, HO M TOro, OT KOTOPOro 6bin B3AT
reHeTUYeCcKMM matepuan. MosiBnaacb NoTeHUMa bHasa BO3MOXKHOCTb BOCNPOU3BEAEHUS
YMEpLLEro opraHmMsma, Jaxke B TOM CJlyvae, Korja oT Hero oCtaiMcb MMHUMAasibHbIE YacTH -
HE06X0AMMO TOIbKO, YTOObI M3 HUX MOXKHO 6bl/10 BblAENNTL FeHeTMYeckun matepuan (AHK).

~  KNoHMpoBaHMe OpraHM3MOB MOXKET 6bITb MOJIHbIM MM YACTMYHbIM. [IpU NOHOM
K/IOHUPOBaHWM BOCCO3JAETCSA BECb OPraHM3M LIE/IMKOM, a NMPY YaCTUYHOM - BOCCO3/at0TCS
JWMLLIb T€ UJIM MHbIE TKaHWU OpraHusma.

=  TexHo/s0rnMa BoCccoszaHmAa Lesioro OopraHn3ama KpaﬁHe nepcnexkTmBHa B CJjiy4dae
HEeO06X0AMMOCTH COXpaHeEHHA peJKUX BMAOB KXMBOTHbIX U ANA BOCCTaHOBJIEHNA
nc4yesHyBLMX BUOB.




YacTuyHoe K/I0OHMpoBaHME U €ro
3Ha4YeHue B MeamumHe.

-~  YacTMYHOE K/IOHMPOBAHME - MOXKET CTaTb BarKHEMILUMM HamnpaBiEHUEM B MEAMULMHE,
MOCKOJIbKY K/IOHMPOBAHHbIE TKAHU MOIYT KOMNEHCMPOBATb HEAOCTATOK U AedeKThbI
COGCTBEHHbIX TKAHEW OpPraHM3mMa YenoBeKa M, YTO 0OCOBEHHO CYLLIECTBEHHO, OHU He
OTTOPratTCA NpM TpaHCNAAHTaUMKM. Takoe TepaneBTMYECKOEe KNOHMPOBAHME U3HAYa/IbHO HE
npeanonaraet nosiydeHue uenoro opraHmsma. Ero passutme cosHaTe/IbHO OCTaHAB/MBAIOT Ha
PaHHUX CTaaMAX, a NOJTYYUBLUMECA KNETKU, KOTOPbIE Ha3blBalOTCA 3MOPUOHAJ/IbHbIE
CTBOJIOBblE KNETKU (SIMOPUOHAJIbHbIE MM 3apOAblLLEBbIE CTBOJIOBbIE K/IETKM - CaMble
NPUMMTUBHBIE KNETKMU, BO3HUKAIOLIME HA PAHHUX CTaAMAX Pa3BMUTUA SMOPUOHA, CMOCOOHbIE
pasBMTbCA BO BCE KJIETKM B3POCJIOr0 OpraHmM3ma), MCroJib3yoT A1 BbipabOTKU HYKHbIX
TKAHEN MU APYTUX 6MOJIOrMYECKUX MPOAYKTOB. IKCNEPMMEHTA/IbHO OKA3aHO, YTO
TepaneBTUYECKOE KIOHMPOBAHUE MOXKET ObiTb TaKXKe C YCNEXOM MPUMEHEHO ANA IeYEHUA
HEKOTOPbIX 3a60/1EBaHMI YEJI0BEKA, [0 CUX NMOP CUYUTAIOLUXCS HEU3NEYMMbIMM (60NE3HD
Anburermepa, 6o0s1e3Hb MapKMHCOHA, MHMDAPKT, MHCYbT, AMABET, paK, IEMKEMUSA U Ap.),
NO3BOJIMT M36EraTh POXKAEHMS AeTEN C CUHAPOMOM ZlayHa U APYrUMM FEHETUYECKUMM
3a601€BaHUAMMN. Y4YeHble BUAAT BO3MOXKHOCTb YCMELWHOro MCroJ/ib30BaHUA METOA0B
KJIOHUpPOBaHUA B 60pbbe CO CTapEHUEM U A/ YBENMUYEHMA NPOAOCIKUTENIbHOCTU KU3HM.
BaxKHEMULLMM NPUIONKEHMEM STOM TEXHOJIOTMK ABNSETCA M 06/1aCTb PENPOAYKLMUM - NMPU
6ecnnogmm, Kak KEHCKOM, TaK U MYXKCKOM.




BbiBOA.

~  Mcxoaa u3 BblLLeCKA3aHHOI0, MOXKHO cAienaThb BbiBOJ, O TOM, YTO NEpeoBble
BGUOTEXHOIOTMMU CMOCOBHBI UrPaTh CYLLLECTBEHHYIO POJib B Y/IyULIEHMM KAYECTBA KMU3HM
W 3[J0pPOBbS YE/I0BEKA, 06ECNEYEHNN SKOHOMUYECKOIO U COLMAJIbHOrO pocTa
rocyapcTB (0CO6EHHO B Pa3BUBAIOLMXCS CTPaHax).

~ C NOMOLLb0 BUOTEXHOIOTMU MOTYT 6bITb MOJTYYEHBI HOBbIE AMArHOCTUYECKME
CpeACTBa, BaKLUMHbI M IEKAapCTBEHHbIE Npenaparbl.

~ OCco6eHHOCTbIo pas3BUTUA BUoTEXHOIOTMKM B XXI BEKe ABNAETCS HE TONIbKO ee 6YpPHbIM
POCT KaK MPMKNAZHOM HayKU, OHa BCe 60/1ee LUIMPOKO BXOAUT B MOBCEAHEBHYIO *KM3Hb
4yesloBeKa, U YTO elle 6onee CyLeCcTBEHHO - obecneynBas UCKAIOYUTE/IbHbIE
BO3MOXHOCTU ANA 3PDEKTUBHONO (MHTEHCMBHOIO, @ HE SKCTEHCMBHOIO) pasBMTHA
NMPaKTUYECKU BCEX OTPACEN SIKOHOMMUKM, CTAHOBUTCA HEOOXOANUMBIM YC/IOBUEM
YyCTOMYMBOrO pa3BMUTMA 06OLLECTBA, M TEM CaMbIM OKa3blBaeT TpaHC(opmUpyoLlee
BJIMAHME HA NapagurMmy pasBmMTUA COLMYMA B LIEJIOM.




Mcnonb3oBaHHAA MTepaTypa:

= http://niib.sfedu.ru/assets/files/Reports/UP_Genomnye%20tekhnologii%2005
01.pdf

~ https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD%D0%BE%D0%BC

= http://ibookcase.com/info/medicine/hereditarydisease prophylaxis

- http://www.biorosinfo.ru/press/chto-takoe-biotekhnologija/




