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Jpysvam no yuusepcumemy,
NOCEAMUBUIUM CE0I0 HCU3Hb 2eHemuKe

IIPE/TUCIIOBHE

[Ipennaraemoe yueOHoe mocobue k obOmemy Kypcy «OCHOBBI T'€HETHYECKOHW WHXKEHEPHUH M OHMOTEXHOJOTHW,
KOTOPBIN MPENogaeTcsi CTYICHTaM OMOJOTHYECKHX (haKyJIbTETOB, CTABHT CBOCH IIENBIO OOJICTYHTH CTYACHTaM YCBOCHHE
COBPEMEHHOr'0 MaTepuaja IIo TOMY, HHTCHCHBHO pa3BUBAIOIIEMYCs IIpemMeTy. [laHHoe mocodue NpeaHa3sHaueHo KakK I
HCIIOJIB30BAHUSI BO BPEMsl IIPOBEICHUS JICKIMOHHBIX M NPAKTHYECKUX 3aHATUH, TaK M JUISL CAMOCTOSITEIIBHOM ITOrOTOBKH
CTYJCHTOB.

YueOHOe nocoOue BKIIOYAET 7 YEThIPEXYacOBBIX 3aHATUH. B Hauane KaXkKAoro 3aHATUS Pa3BEPHYTO CTABUTCS LElb.
3aHsiTHE HAaYWHACTCS C COOTBETCTBYIOIICH TEOPETHYECKOM YacTH, B KOTOPOH IIOCIENOBATENILHO, IO Mepe YCIOKHEHHUS,
W3JIaraeTcsi MaTeprall, BKIIIOYAIOMINHA 3HAKOMCTBO C METOJAMH M TEXHOJOTHSMH, UCHOJB3YIOIIMMHUCS JUIS [IPOBEICHUS
COBPEMCHHBIX I'€HHO-WHXCHEPHBIX IKCIICPHUMEHTOB, IAIOTCS ONPEACICHUS] COBPEMEHHBIX MOJICKYJISIPHO-TEHETHYECKHX
TEPMHHOB, KOTOPBIE CIIOCOOCTBYIOT YCBOCHHUIO JaHHOW TeMbl. [l Gojee TIIyOOKOro YCBOSHWS MaTepHalia IPUBOIATCS
3a7a4u ¢ HNOAPOOHBIMH penreHusAMHU. [IpakTHdeckass 4acThb Kaj)KJIOro 3aHATHS COCTOMT M3 CICHHAIW3UPOBAHHBIX 337124
pa3HOro ypoBHs CIOKHOCTH. OTHENBHBIM OJIOKOM JAIOTCSl 3aJaddl IOBBINICHHON CJIOXKHOCTH. B KOHIE 3aHATHA
NPUBOJSATCS JINTEPATYPHBIC HMCTOYHUKH, M3 KOTOPBIX CTYICHTBHI MOTYT IIOYEPIHYTH JONONHHUTEIBHBIC CBEICHHS II0
n3ydaeMoii TeMe. B 3aKIFOYHTENBHYIO YacTh MOCOOUS BKIIIOYCHBI pa3pa0dOTaHHbBIC TECTHI I CAMONIPOBEPKH YCBOCHHBIX
3HaHUI U OAPOOHBIH II0ccapuil.

Ilpy mOArOoTOBKE y4eOHOro MOCOOMS aBTOpP HCIIONB30BAJN COOTBETCTBYIOIIME M3JaHWS IO TCHHOH HH)KCHEpHH,
MOJEKyJISIpHOM Ouonoruu u ouorexnonoruu: baes A.A. I'enernueckas umwxeHepus. Mocksa. 3Hanue, 1986; Caccon A.
Buorexnonorus: cepmenus u Hagexasl: M.: Mup, 1987; Yorcon k., Tys Ix., Kypu . PexomOunantaeie JJHK.
Kpartkuii kypc: Ilep. ¢ anrin.- M.: Mup, 1986; Aliana @., Kaiirep /x. CoBpemennas reseruxa: Ilep. ¢ anrn.: B 3 1. — M.:
Mup, 1988; JIstoun b. T'ensl: — Ilep. ¢ anri. — M.: Mup, 1987; Kaprens H.A. buounxeHnepus: METOAbI U BO3MOXKHOCTH.
MH.: Ypamxaii, 1989; Kaprens H.A. u np. ['enernka. DHuumknonenuueckuit cinosaps. MH.: Taxnaunoris, 1999; Koueprun
B.H., Kouepruna H.A. 3amaun mo monekynspHoil Ouonoruu u reHeruke. MH.: Haponmnas aceera, 1982; Meronbt
MOJICKYJISIPHOW TeHETUKH 1 TeHHOH nxeHepur/ Masun A.B. u np. — HoBocubupck: Hayka, 1990; Cokxonosckas b.X. Cto
3aJay [0 TeHEeTUKE U MOJeKyJsipHol Oouonorun. — HoBocubupck: Hayka, 1971; XKumyne 1.d. Obmas u MonekysispHas
reHerrka: YuebHoe mnocobue. — HoBocubOupck: Usnar. Hoocu®. ynusep., 2002; Ileceuxass JI.H., 'onwyapenko I'.T.
COopHuk 3anau 1o reveruke. I'omens: I'TY, 2002; Pei6uns B.H. OCHOBBI reHeTUYECKONH HHXKEHEPUU: YueOHOe TocolHe.
— MH.: Bpi. k., 1986; Hlenxynos C.H. KonctpyupoBanue rudpuansix mosnexyn JJHK. — HoBocubupck: Hayka, 1987;
Modern genetic analysis/ Griffiths et al. — Freeman and company. New York. 1999; Principles of genetics/ Snustad P.,
Simmons M. Second edition — John Wiley & Sons. New York. 1999; An introduction to genetic analysis/ Griffiths et al. —
Freeman and company. New York. 2000. Cnenyer OTMETHTh, YTO JHTEpaTypa IO T€HETHYECKOW HHKCHEPUH U
OHMOTEXHOJIOIMH B HACTOSIIEE BPEMsI M3/1a€TCsl MAJIBIMU THPAXKaMH M TPYAHOIOCTYITHA.

JlanHoe y4eOHOe mocodue (GopMHUpPOBATIOCH MOCTENEHHO B MPOLECCE MPOBEACHUS 3aHATHIl IO COOTBETCTBYIOLIMM
TEHETUUECKUM KypcaM Ui cTyaeHToB Onodaka I'TY ¢ 1999 mo 2003r. Pabore Hag nmocobueM Takke CIOCOOCTBOBAIU
OnaronmpusATHBIE M MHOTOJCTHHE KOHTaKTBI C KOJJIEraMH MOJCKYJSpPHBIMH TeHetnkamu bemapycu u  Poccun.
CyIecTBEeHHBIM CTUMYJIOM IS H3aHUs Y4eOHOro MocoOus MOCITY)KUII HHTEpeC, NPOSIBIICHHBIN CTYICHTaMHU JUIsl KOTOPBIX
YHUTAINCH TH KypChl. VIX OTBETHI Ha K3aMEHAX, KOHCTPYKTHBHBIC BOIIPOCH! ¥ 3aMCYaHHs B XOJIC MPAKTHYCCKUX 3aHATHUIL
MO3BOJIWJIM ITOCTOSIHHO YJIY4YIIATh Y4COHBIH MaTepuai 1Mo TakuM OypHO Pa3BHBAIOLIMMCS COBPEMEHHBIM IWCLUILINHAM
KaK FeHETHYeCKasl HH)KCHEPHs X OMOTEXHOIOTHUSL.

B 3aioueHHM ciemyeT ckas3aTh, YTO y4eOHOMY IIOCOOMIO ObLTa JaHa OJIArOCKIOHHAs OIGHKA PSAOM BEAYIIHX
OTCYCCTBCHHBIX U 3apyOS)KHBIX T'CHETHKOB. B CBSI3M C 3THM aBTOpP CYHMTAeT CBOMM IPHATHBIM JOJNIOM BBIPAa3UTh
npuzHatensHocTh JI.B. XoteuieBoit, H.A. Kapremto, O.I'. laBeinenko, U.J[. Bonorosckomy, B.H. PemernukoBy n A.B.
Kunsuesckomy (benapycs), H.II. younuny, JL.U. Kopoukuny (Poccus), a taxke B.X. Buxciepy (I'epmanus), 10.1.
JlobkoBy, B.X. Pomke, M.3. Jlronsury, B.B. Kokosze (CIIIA) u B. Harmo (ABcTpus) 3a HOLAEPKKY U PsI IOJIE3HBIX
COBETOB M MPEVIOKEHHUH, HaNpaBlICHHBIX Ha YIy4IIECHHE JOaHHOro ydeOHoro mnocobus. Ocobast OGirarogapHocTh
acIpaHTaM ToMenbekoro yHuBepcurera Aunekcanapy CypkoBy u Cepreto HHKOHOBHYY, KOTOpBIC OKa3bIBAIH
IUIOJJOTBOPHOE COJAEUCTBHE HA MHOTUX 3Tanax paboThl HaJl yueOHBIM IOCOOHEM.

Unen-xopp. HAH b, npodeccop I'.I". 'onuapenko



BBEJIEHHUE

B 40-e u ocobenHo 50-€ rofpl MPOIUIOr0 CTONETHS B OMOJIOTHIO MPUIILIA METOJbl TOYHBIX HayK: XMMHH,
¢u3mnkn, Mmatematiky, CTaao BO3MOXHBIM HUCCIIEI0BATh )KU3Hb HA MOJIEKYJISIPHOM YPOBHE, PE3YJIbTaTOM UETO CTaJIH
3aMeuaTenbHble OTKpHITHS. CaMoe sipKkoe M3 HHX — YyCTaHOBIIeHHWE (haKkTa, YTO MaTepPHalIbHBIM HOCHTENIEM
reHeTndeckod mMH(popmanuu B kietke spisiercs JJHK (ne3okcuprOoHyKIenHOBasE KHCIOTa). DTO OTKPBITHE CTAJIO
OCHOBOM 3apoxeHusi 1 OypHOro pa3BuThs B Hadaje 50-X TOJOB MOJIEKYJISIPHO GHONOTHH W MOJIEKYJISIPHOI
TeHeTHKH. YCIeXH JTUX HayK NpeNONpeleiniin BO3HUKHOBEHHE W DPa3BUTHE TeHETHYeCKOil WHKEeHEPHH.
bnarogapst mocTHXeHUSIM TeHeTH4eCKOil WHIKeHepHMH U OMOTEXHOJOTHHM CTaJM YCIENIHO PelaThcsi BOIPOCHI
MIPOU3BOJICTBA ITPOAYKTOB ITMTAHUS 33 CYET CO3JAaHUsI BBICOKONPOAYKTUBHBIX TPAHCTEHHBIX IITAMMOB, COPTOB
pacTeHui ¥ TOpPOJI CeNIbCKOXO3SHCTBEHHBIX )KUBOTHBIX, HAYaTO YCIEUTHOE JieueHHEe HACIIECICTBEHHBIX 3a00JIeBaHNI
Ha TEHHOM YPOBHE, a TaKKe KOHCTPYKTHBHO pa3padaThIBalOTCSl BONPOCH! YIPABJICHHS T'eHOPOHIAMH ITOMYJISIIHI
HaunOoJee IEHHBIX XUBOTHBIX U PACTEHUH.

Uro ke Takoe reHeTH4YecKas HH:keHepusi? Korna v kak OHa BOHUKIIA M YTO U3 ceOsl mpescTaBisieT?

I'enemuueckaa undcenepus — 3MO KOHCMPYUPOBAHUE UCKYCCHIBEHHBIM NYMeM
(DYHKUUOHATbHO AKMUBHBIX 2€HEMUYECKUX CMPYKMYp U HACAe0CMEEHHO UIMEHEHHbIX
OpP2aHU3MO8. Jpyrumu  cioBaMH, CYIIHOCTh T'€HETUYECKONM WHXEHEPUU COCTOUT B

Ue1eHANnPABIEHHOM KOHCIMPYUPOBAHUU 0COObIX 2UOPUOHBIX MONIEKYNl 6He Opzanuzma (Kak
MIPUHATO TOBOPUTS in Vitro, "B IpoOupKe") ¢ nociedyroumium ux 66e0eHueM 6 Hcusoil OpeaHu3M.
[Ipu stoM rubpuansie Mousiekynbl (pekomOuHanTHble JIHK) craHOBSITCS CcOCTaBHOW 4acThiO
IFeHEeTUYECKOIo alapara JaHHOro opraHusma. B pesynbraTe HacleICTBEHHas Iporpamma
OopraHu3sMa M3MEHSIeTCs, €My COOOIIAaloTCsI HOBBIE TI'€HETHYECKUEe, a CJIEJOBATEIIbHO,
OouoxumMuueckue U (QuU3nooruyecKkue cBoicTBa. TakuM o00pazoM, UHeJb TeHeTHYecKou
HHKeHepuM — co3jnaHue pekomOuHaHTHbIX JIHK, xoTopeie mpupganu Obl opraHu3my HOBBIE,

ITOJIE3HBIC JIs YCIIOBCKA CBOMCTBA.

I'eneTnueckas HHKCHEPUA BIIMTAJIa B cebst JOCTWIKCHHUA LCJIO0ro psaaa OHONIOTHYECKHIX JUCHUILINH. Ee
KOpHHU: 61/IOXI/IMI/I$[, TCHCTHUKA, LIUTOJIOIHUd, 3M6pI/IOJ'IOFI/IH, BUPYCOJIOTHUA, MOJICKYJIApHAA Ouomorus u MOJICKYJIApHas
T'CHCTHUKA.

Tepmun '"reHeruyeckasi MH:KeHepHs'' TOSBUICS B HAy4YHOU JIUTEpaType T/AE-TO OKOJIO
1970 r., a reHeTHYECKast MHKEHEPHUS KAK CAMOCTOSATEIbHAsl JMCHMIIMHA BO3HUKIIA B Aekadpe
1972 r., koraa yuensie JxexcoH, Cumonc u bepr u3z Crendopuackoro ynusepcurera (CIIA)
onmyOnuKoBaIM pabOTy O CO3JaHMM MCKYCCTBEHHBIM ITyTéM IE€pBOM PEKOMOWHAHTHOU
(rubpuanHoit) monekynsl JJTHK. OTta monekyna cocrosina uz pparmentor JJHK, B3sThIX Y BUpyCa
sv-40, 6akTeprodara A, 6akTepun KuiieqHas najodka E. coli.

KiroueBble cJ10Ba U MOHATHS

MOJIEKYJISIpHast OMOJIOTHsI in vitro, "B mpodnpke"

MOJIEKYJ/JISIpHAsI FTeHeTHKA co3nanue pekomOounanTHeIX JTHK
reHeTu4ecKasi HHKeHepust neppasi peKOMOMHAHTHAsA (rHOpHIHAsT)
HCKYCCTBEHHBIE mousekysia JJTHK

TeHeTH4YeCKHe CTPYKTYPhI BHpYC sv-40

HACJIeJCTBEHHO OaxTepuodar A

HM3MEHEHHbIC OPTAHU3MBbI KHIIeYHas MaJI04Ka
KOHCTPYMPOBaHHE E. coli
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TEMA 1
OCHOBBI MOJICKYJIIPHOU T'€HETUKHU

ILEJIb: Osnakomutbes ¢ coctapoM /IHK m PHK, mpomeccamu penyimkanuy, TPaHCKPHUIIIUH,
TPaHCJIAIMA U HA IPUMePe pelIieHus] THTOBBIX 32/1a4 3aKPeNUTh YCBOEHHBIH MaTepHal

1.1. TeopeTnyeckas 4acTb

MoutekyisipHasi FeHeTHKA HCCIIElyeT IPOLECChl, CBA3aHHbIE C HACIEICTBEHHOCTBIO HAa MOJIEKYJIIPHOM ypoBHE. EnnHuLel reHeTnyeckon
MM HacJIeNCTBEHHON nH(opManuu sBisietcs reH. I'eH — 9T0 y4acTOK MOJIEKYIIbI Ae30KCHpHGoHyKJIenHoBoi kucaoThI (JIHK), Hecyeit
HH(pOpMALUIO 00 OFHON MOJUICHTHIHON LeNH.

OcC00EHHOCTH TOTO WJIM WHOTO OPraHu3Ma OMPENCIIIOTCS CIeMHU(PUIHOCTHIO €ro OelIKOB.
VIMeHHO OHM BIHMSIOT Ha OOMEH BEUIECTB, JKU3HEICITEIBHOCTh M OTHENbHBIC (YHKINU
OpraHu3Ma, TaKWe, KaKk pa3BUTHE, BOCIPHITHE BHEUIHWX CUTHAJOB, JBWXKeHHEe W T.a1. C
MOJIEKYJISIPHOM TOYKH 3peHUs OCJKH pean3yioT Bce pa3sHO00pa3ue reHeTHYecKoi HHPOopMaIn,
MMEHHO OHHM W HACJEIYIOTCS. Belku cocTosiT M3 aMMHOKHCIOT, KOTOPBIE COCTUHEHBI MEXIY
co0oil menTuAHON cBA3bID. B cocraB OeakoB BxoauT 20 pa3iIMyYHBIX AMHHOKHCJIOT.
WNudopmanus o cTpyKkType Kaxk10ro 6enka 3anucaHa u xpanurces B Mmosekyne JIHK.

Mouaexkyna JJHK — noaumep, COCTOSIIMIT U3 ABYX LEMOYeK HYKJI€0THAOB. Kaxc1blii HYyKJI€OTH ] COCTOUT U3 A30THCTOI0 OCHOBAHUS,
MOHOCaxapu/a Ae30KCHOpPu003bI 1 ocTaTKa GocdopHoii Kuca0ThI. A30THCTbie OcHOBaHUs B JIHK ObIBaIOT ueThIpEX THIIOB: afieHHH (A),

TumuH (T), ryanun (I') u uuro3ux (I). Baons vutu IHK a3otucTbie OCHOBaHUS
IPOYHO CBS3aHBI MEXKIY COOOM Yepe3 o MOHOCaxapHJ 1 ocTaTok hocdopHoit
kucnotsl (puc. 1.1.), Mex1y HernoyKkamu — 5}"“’”9” HSCILN/H Tawa uepes BOJOPOIHbIE CBS3H. B o6meii cxeme
JIHK HarnoMuHaer JIeCTHHILY. ? H N/L\o
Best «iecthuna» JIHK 3akpydeHa B criipaib 0=r—0—CH, 0O B (puc. 1.2.). Mexay 1ByMms LIeIOYKaMu
A30TUCTBIC OCHOBAHUS PACIIONIAraAl0TCsI o Ly 3aKOHOMEPHO: aJICHUH BCer/a MpOTHB
5 3 THMHHA, 0 Hi'\“ji\;/k}-{ Aasn I'yaHUH — IPOTUB LUTO3MHA. IHbIMU
r— CIIOBaMH, O=p0mCH, O h a/ICHHH KOMILUIEMEHTapeH THMHHY,
; I'yaHUH — & A LUTO3HHY.
iy @ He f\N Moutexynbt JJHK o61anator
m 0 Y | oo CIIOCOOHOCTBIO K YBOCHHIO
AT— ot g Nz (pemamkanun). B ocHoBe nporecca
r yIBOCHHS 3 o JIOKUT MPUHIUI KOMIIJIEMEHTAPHOCTH.
.\ N_/EKN/H KosmuecTBeHHOE COOTHOLLIEHUE
I — 5 Hiu { N/)\,(“ HykJ1eoTu0B B Moiekyie JIHK n3sectnsr
TAEL_ ’ B BHJIE o:r::,o,CHz ) " npaeun Yapradda:
1.2A= 0 aw ST HITH XA/ET =1
2.3I'= o 210 HITH /2 =1
—TA 3.3(A+ 3-koreu N=%T+1) wm Z(A+T)/X(T+1)=
T 1 Puc. 1.1. Crpoenue oxHoit nenoukn JJHK
Lll"-—g 4. KosmuecTBo KOMILIEMEHTAPHBIX
ocHoBaHuit A+ T u I + 11 y pa3HbIx
il ___TAS BHJIOB )KMBBIX OpraHu3mMoB pazindno. OtHomenne X(I" + L) / (A + T) sBisiercs: BaxHeiineit
3 5 xapakrepucrukoil JIHK, kak rmokasaresp creneuuHOCTH e€ HyKJICOTHIHOTO COCTaBA.

Kosppunuent cnenuduunoctu y IHK Bapsupyer ot 0,45 10 2,57 y mukpoopranusmos, ot 0,58 no
0,94 y Beiciumx pacrenuii ¥ ot 0,54 10 0,81 y HKHUBOTHBIX.

WHpopmarus o pacmonoKeHNH aMHHOKHCIIOT B MosleKyie Oernka 3anucana u xpanurtes B JIHK B
BH/JIC OIPE/ICIEHHOMN MMOCIIeA0BATEIbHOCTH HYKIe0oTH10B. CunThiBanue nHdpopmanuu ¢ JJHK
OCYILECTBIISCTCS C HOMOIIbI0 pHOoHYKIenHOBBIX KucaoT (PHK). Ilpouecc pacumdpoBku HaunHAETCs €
cunre3a nHpopmannonnoii PHK (n-PHK). Undopmarmonnas PHK — nonnmep, cocrosiumii 13 0aHO# 1enoYky HyKIeoTHI0B. B coctas
HYKJICOTHIOB TAKKE BXOAT a30THCThIC OCHOBAHMUSI, MOHOCAaXapua prbo3a 1 0cTaTok GpochopHON KHCIOThL. A30THCTBIX ocHOBaHHi B PHK
TAK)KE YeThIpe: afieHUH, ypauui (Y), 'yaHuH, LMTO3HUH.
Undopmanmonnas PHK no npuniuny kommiementapaoctu caumaet nadopmario ¢ JJHK. Dot mporecc HazpiBaeTcsi TpaHCKPUIIAEI.
BaxHo noguepkHyTh, uTo H-PHK Tpanckpubupyercs Bcerna Tonsko ¢ ogHoii nenouku JJHK B HanpaBnenuu ot 3’ k 5° koHuy (puc 1.3.).

JTHK 5 T-T-T-T-A-T-3
3-A-I-I[-A-T-A-5

Puc. 1.2. Mozens
JIBYXIIEMIOYEYHON CTPYKTYpBI
JIHK no Yorcony u Kpuky

»
HaIpaBJIeHUe TPAHCKPUITLIUH

u-PHK 5-¥V-I-T-V-A-YV-3

Puc. 1.3. Cxema crpoenns JIHK u Tpanckpummn u-PHK.

Creayroumii 3tan pacumppoBKU IeHETHISCKON HH(POPMALIUK IIPOUCXOAUT HAa pubocoMax (MOJIHCOMAX), T1€ OCYIIECTBIACTCS
CHHTe3 HOJIMIICNTHAHOM 1enu 6eixoB no Matpuie u-PHK. Dtor mpouecc HassiBaercs TpaHcasiumeii. B nem kpome n-PHK Taroke
yuyactBytoT Tpancnoptasie PHK (T-PHK), QpyHKUIHS KOTOPBIX COCTOMT B TOM, YTOOBI JJOCTABUTH AMUHOKHCIIOTHI K pPUOOCOMAaM M HAWTH
UM CBOE MECTO B HOJIMIEITUAHOMN LIEMHU, IPEAYCMOTPEHHOE KOIOM.

Crenyer OTMETUTb, YTO B XOJI€ TPAHCIILMU CYUTHIBAHUE F'EHETUYECKOM NH(pOpMaLUK ocyliecTBisercs ¢ Mojekybl U-PHK B
HAIPaBJICHUH OT 5’ K 3’ KOHILY LIEMOYKH.

TeHeTHYeCKMIi KO/ B HACTOsILIIEE BpeMsl paciur(poBaH st Bcex 20 aMUHOKUCIOT U coctasiieH o u-PHK B Buze tabmmust 1.1.



Ta6numa 1.1. CootBercrBre kKog0HOB H-PHK amuHOKHCIIOTaM

OCHOBaHHS KOJIOHOB
neps BTOP TPEThE

oe oe v 11 A r
v Den Den Jleit Jleit

v 0 Cep Cep Cep Cep
A Tup Tup -
I Iuc Iuc Tpu
v Jleit Jleit Jleit Jleit
0 IIpo IIpo IIpo IIpo

a A T'uc T'uc T T
I Apr Apr Apr Apr
v Wne Wne Wne Mer

A 0 Tpe Tpe Tpe Tpe
A AcH AcH JIuz JIuz
I Cep Cep Apr Apr
v Ban Ban Ban Ban

r 11 Ana Ana Ana Ana
A Acn Acn Ty Ty
I ' ' ' '

Ipumeuanue: CokpalleHHbIE Ha3BaHUS aMHHOKHCIIOT JaHbI MO MEXIyHapomaHOW TepMuHosiornd. OO03HAYeHUS] aMHUHOKHCIIOT:
Ana - ajaHuH, Apr - apTHHHMH, AcIl - acaparuHoBas Kuciota, AcH - acnaparu, Bau - BamuH, ['uc - ructuaus, I'mu - mmnus, I'na -
roytamuH, [y - rmyramMmuHoBas kucnota, Une - usoneinuy, Jleit - neinun, JIus - mu3un, Met - MmetuonuH, IIpo - nponun, Cep - cepus,
Tup - Tuposun. Tpe - Tpeonun, Tpu - tpuntodan, Pen - penunananuy, Luc -nucTens.
I'eHeTHYecKkUii KO TPUILJIETEH, T.€. KOXKAYH0 aMUHOKHCIIOTY KOIUPYIOT TPHU PSJIOM CTOsiIME HyKIeoTHaa (koaoH). Tpumierst YAA, YAT
1 YT A SBISIFOTCS CTON-KOJOHAMM.

I'enTnueckuii Ko BbIPO:KAEH, T.e. 18 u3 20 aMMHOKUCIIOT KOAUPYIOTCs Ooliee ueM oJHUM KogoHoM. Hanpumep, kaxnas u3 5
AMHUHOKHUCJIOT - IPOJIMH, TPEOHUH, BAJIMH, aJJaHUH U INTMIHWH, KOOAUPYIOTCA Y€TBIPbMS pa3JIMYHbIMHA KOJOHAMH, a J'leﬁl.lldH, APruHUH U CEPUH —
wectbio (Tadm. 1.1.).

B nanHO# yacTi nocoOus paccMaTPUBAIOTCSA 3a/lauyl HA 3HAHUE IPUHIMIIA KOMIUIEMEHTapHOCTH 1py permkanuu JJHK u tpanckpunun u-
PHK, na pacindpoBKy cTpyKTypbl Oeska o n3BecTHbIM AaHHbIM 0 crpoernd JJHK 1 PHK a taxoke Ha pacmmpoBKy MOCIEI0BATEIHHOCTH
Hykieotnaos B JJHK 1 PHK ¢ nomouisto tabiuiel koqupoBanus aMuHOKHCIOT (Tabu. 1.1.). [Tpu penieHun 3a1a4 o MOJIEKYJIsIpHOM
reHeTHKE HEOOXOAMMO ITOMHHUTb, 4TO B Tabiuue 1.1. npuBenens! kogoHs! s u-PHK.

1.2. Ki1roueBble ¢cj10Ba U NOHATUSA

MOJICKYJISIPHASI TEHETUKA undopmanuonnasi PHK (u-PHK)
TeH TPAHCKPUIILHS
JAe30KCMPHOOHYKJIEHHOBas ~ KHCJI0Ta | pudocoma

(IHK) TPaHCIALUSA

moJiekyaa JJTHK TpancnoptHas PHK (r-PHK)
HYKJICOTH] TeHeTHYeCKHi Ko/

peIIMKanus TPHUILIET

NPUHIMI KOMIIJIEMEHTAPHOCTH KO/IOH

npasuia Yapragda CTOI-KO/IOH

pudonykjaenHopas kucjaora (PHK) BBIPOAKIECHHOCTH KOJA

1.3. [Ipumepsl penieHus 3a1a4

1.3.1. VYuyacrok omnoit u3 mueneit JHK wumeer cienyromym MNOCIEI0BATEIBHOCTh
HykieotuaoB: S-I'’AAT'LIATAILL-3* Onpenenute nmocieqoBaTeIbHOCTh HYKIEOTHIOB BO BTOPOM
LeMH.

Pemenue:

CornacHo npunmuiy koMmmieMeHtapaoctu (A-T, I'-11) mocienoBaTenbHOCTh HYKJIEOTHUIOB
Bo BTOpoii e JJHK Oyzaer cnemyromeii:

s TTAA TIHATAI3 nepsas uenouka JJIHK

ITT UI'TAT I'-s Bropas nenouka JJHK.

1.3.2. Vkaxure nociueaoBaTeNbHOCTh HYKJICOTHIOB ydacTka mousiekynbsl u-PHK, kotopas
oOpaszoBajiach Ha y4acTKe T€Ha ¢ mociieoBaTeabHOCThI0 HYKIeoTH0B: 3~ LTI T TTAI' LI -
5.

Pemenue:

O6pazoBanue wuHpopmanmonHor PHK wuger mo Tomy ke MexaHuU3My, 4UYTO U
camoxonupoBanue JJHK: k uuro3uny npucoequHseTcsi ryaHuH, K T'yaHUHY — HUTO3UH, K THMUHY
— azieHuH, onHako k agenuny JJHK npucoeaunsercs ne Tumus, a ypauuin PHK. Takum oOpazom,
JUIS PEIleHUs 3a]Jaul JOCTaTOUYHO NMPOU3BECTH 3aMEHY HYKJIEOTUIOB IO CXEME:

O->I.I'>1LA-> Y, T—>A.



B pesynbrare nosydnm:

OUTT TUTTATHUI-S nenouka JIHK

sTAODIOTAAVYIIOD I''I-3 Mosekyna nu-PHK

1.3.3. ®parment mousekynsl JJHK, konupyromuil 4acTe NOJMNENTHAA, UMEET CIECIYIOLIEe
crpoenue: 3-ATAI'THIHAAITA-5.

Omnpenenure nocie0BaTEIbHOCTh AMUHOKHCIIOT B IOJIUIENITUIE.

Pemenue:

W3Bectna oxna nens [AHK, ¢ xotopoit cuumaercs u-PHK. Crpoum u-PHK no ycnosusim
3amaun: S-YAVUHAITYVYHIY-3. PazouBaem ee na tpurmetsl: YAY, HAL, T'VY, LY. Ilo
Ta0nuIle TeHeTHYecKoro koaa (cM. Tabm. 1.1.) mocimenoBaTeNbHO HAXOIUM JUISL Ka)IOTo
TPUILIETa COOTBETCTBYIOLIYIO aMHUHOKHUCIOTY M CTPOMM YYaCTOK HMCKOMOIO MOJIMIENTHAA: —
THUPO3UH — IIIyTaMUH — BaJIUH — IposivH — Wrak:

3-ATA TITH HAA ITA-5 wnenouka /JHK

s-YAY LA TYVY HUY-3 Tpumiersl u-PHK

Tup -I'mn - Ban -IlIpo - mnonunentun.

1.3.4. Yactp MoseKyIbl Oelka UMEET TaKylo MOCIeA0BaTEIIbHOCTh AMUHOKHUCIIOT: — aJIaHUH
— TUpO3UH — JeduH — acnaparud — Kakue T-PHK (¢ xakumu aHTHKOIOHamMM) y4acTBYIOT B
CHUHTE3€e 3TOro Oenka?

Pemenue:

[To Tabmume renermueckoro koma HaxomuMm komoHsl u-PHK: T'ILTY, VAY, LIVVY u AAY.
Antukononsl T-PHK Oynyr xommiementapusl kogonam u-PHK: HI'A, AVA, TAA u YVYA.
Takum oOpazom:

oy YAY LYY AAY  xoxpossl u-PHK
LI'A, AYA, TAA, YYA antuxkomons! T-PHK.

1.3.5. Kak umsmenutcs cTpykrypa Oenka, ecnu u3 ydactka reHa — AIJATTTAAAITII
yaanuTh BTopoil u 10-i cieBa HyKJI€OTHIbI?

Pemenue:

[TepBonauansuo ctponm u-PHK 5-YI'YAAAVYVYVIAI'-3, a 3ateM, pa3OuB €€ Ha TPUILIIETHI,
CTPOUM Y4aCTOK MCKOMOTO Oelika B HOpMe: IIUCTEUH — JIM3UH — (eHWIalaHuH — rryTamuH. [1o
ycnoBusaM 3anaun u3 uenu JHK ynansercs BTopoil u aecstoiii (cineBa) HykineoTuasl. Octaercs
3-AATTTAAATIL-5. Ilo nomydeHHOMY y4acTKy crtpouM uens U-PHK 5-VVYAAAVVYVAI-3,
BHOBb Pa30OMB €€ Ha TPHUIUIEThl, HAXOJAUM CTPOEHHE ydyacTKa OejKa Mocje MPOU30LIeAINX
n3Menenui B JIHK: neinun — acnaparus — JeiiuH.

Jo 3amensr: 3-ALIA TTT AAA ITIs JHK

s-YI'Y AAA VVV 1AI'-3 u-PHK
Huc - JIuz - @en - ['ma - Genox

[Tocne 3amennt: 3-AAT TTA AAT I JHK
S-YYA AAY VVA I'3 wu-PHK
Jleit - Acu - Jleit 0enok

CpaBHHBasi CTpOeHHE yyacTka Oenka 110 1 nociie u3menenuit B JIHK, Buaum, 4to nmpousonuia 3aMeHa BCeX aMMHOKHCIIOT, a JIMHA LEeNn
COKPaTHJIACh HA OJIHY aMHUHOKHUCIIOTY.

1.3.6. IlomunenTug COCTOMT U3 CIEAYIOIIMX AMHUHOKHUCIOT: JU3WH — BajJUH — CEpUH —

riryraMyMHOBasd KUCJI0Ta.
Omnpenenure cTpykTypy ydactka JJHK, kogupyromiero yka3aHHbIH MOIUIEITH.

Pemenne:

Jlana mocneaoBaTeNbHOCTh aMUHOKHCIOT B nojunentuae. [1o aTuM cBeaeHusM HETPYIHO
yctaHoBUTh cTpoeHne u-PHK, koropas ympasisuia cunTe3oM panHoro mnonunentuaa. Ilo
TabJIMlle TEHETUYECKOro KOoJa HaxOJIuM CTPYKTypy Tpuiuiera s jausuHa (AAA), BanuHa
(I'VY), cepuna (YY) u rnmyramunoBoil kuciotel (I'AA). [logoOGpas xoaupyroue TpUIIETHI,
cocraBisieM U-PHK s nannoro momunentuaa: S-AAATYYVYIVYI'AA-3'. 1o nemnouke n-PHK
MOHO BOcCTaHOBUTH ydyacTok nenu /JHK, ¢ koTopoil ona cHuManace. Ypanui BCcTaBaj IPOTUB



anennHa JIHK, ryanus — npotuB uuro3usa u T.4. ClieoBaTeNbHO, Y4aCTOK HHTEPECYIOLIEH HacC
neru JIHK Oyzner umets criemyromiee ctpoeHue:
- TTTHAAATALUTT-s

Ho IHK cocrouT 13 AByX 1enovek. 3Has CTPOSHHE OJHOM LEIH, 10 MPUHIIMITY KOMIIZIEMEHTapHOCTH AOCTpauBaeM BTopyo. Llennkom
yuacTok aByxuenodednoit JIHK, kogupyroimuii JaHHbId noMMnenTua, Oy1eT MMeTh CIASAYyOIee CTPOCHUE:
s

7TTTL}AAA -5
SSAAATTTTHTI AA3

1.4. 3agayu 1J1s1 CAaMOKOHTPOJIsI
1.4.1. ®parment oxHoit uenu JHK umeer cnenyroumii cocras:
5—-AAATTHUITT-3". HocTpoiite BTOPYIO LEMb.
1.4.2. Onna u3 nenovexk Moziexynsl JJHK umeer Takyto nocienoBaTeibHOCTh HYKJICOTHIOB:
s-TUCATTTALI-3

Kakyto nociieioBaTebHOCTh HYKJICOTHOB HIMEET BTOPAsl LIETIOYKA TOH e MOJIEKYJIbI?

1.4.3. Vkaxute mnopsaok HykieotuaoB B nenouke JHK, oOpasyromeiics mnyrem
camokonupoBanus nenovyku: S-AATHITITT'AT-3’

1.4.4. Hariummre mocienoBaTeabHOCTh HyKIeoTHA0B JTHK HOmoTHUTENBHO K CIeayIOmen:
s-TAITHTAATATTI-3.

1.4.5. Yuacrok nenu mosekyasl [JHK nmeer takyro mociaenoBaTenbHOCTh HYKJICOTHIOB: 5'—
ATHATATI'LIII-3". Kakoe cTpoenne OyaeT uMeTh IBYXIIETIOYEYHBIN y9acTOK MoJieKkyisl JJHK?

1.4.6. Omna u3 neneit JIHK ¢ mocnepoBatenpHOCTRIO HyKieoTunoB 3-ATTITITIHHAA-5
HCIIONb3yeTCsl B KadectBe Marpunbl g cuHre3a u-PHK. Kakyro mnocinegoBaTensHOCTB
HyKJIeOTHA0B Oyner umers u-PHK?

1.4.7. Beimummute nocienoBarenbHOCTh ocHOBaHMi B U-PHK, o6pa3oBannoit Ha nenu JJHK
¢ Takou nocienoBaTeabHOCThIO: 3-T T AI' TALIHAT-5

1.4.8. Onpenenure nociaen0BaTEIbHOCTh HYKJICOTUIOB yyacTka MoseKyisl u-PHK, kotopas
o0pa3zoBajiach Ha y4acTKE I€Ha C MOCIe0BaTeNbHOCThIO HYKIeoTu10B: 3-LIAIICATIHIUTTIIT-
5.

1.4.9. ®parment omnou wu3 uener JHK wumeer cremyromyro mociienoBaTeIbHOCTb
HykieotnnoB 3-AAATATHALUTATTUTITTALTA-5. Hanumure cTpoeHHME MOJEKYJIbl H-
PHK, oGpa3yromelics B mpoliecce TPaHCKPHUIIIIAK Ha 3TOM ydacTke Mojekyisr JJHK.

1.4.10. O6pa3zoBaBmmiics ydactok Mojekynsl u-PHK umeer cnemyrommii coctaB KOJIOHOB:
s TH-ALHA-YYVY-VUT-UT'Y-AI'Y-AT'A-AVY-3. Onpenenute, kakue koael [IHK Oynyt
konupoBaTh 3Ty U-PHK 1 B kakoii mocienoBaTelbHOCTH OHU OYAYT pacmnoiaraTtbCs?

1.4.11. Onpenenute aMUHOKUCIIOTHBIA COCTaB MOJUIENTHAA, KOTOpbIi kKoaupyercs u-PHK
cnegyroniero cocrasa: 5-LLTY LILIIIIITALILIT 3.

1.4.12. Yuacrok monekynsl u-PHK umeer cienyromee crpoenue:

S-AI'YATAYVLVVYVY-3
B kakoMm mopsiike pacroioxkarcsi aMHHOKHCIIOTHI B COOTBETCTBYIOLIEM y4yacTke Oenka, cuHresupyemoro Ha 3toid PHK kak Ha marpuue?

1.4.13. Y4acTok rena, KOaupyroImiero 0eI0K, COCTOUT U3 TIOCIE0BATEIHHO
pacrnionokeHHbIX HyKIeoTHA0B: 3~ AALII ALITATHALTATALIIIAALI-AA-5. Onpenenute
COCTaB M TOCIIEA0BATEIFHOCTE AaMUHOKHCIIOT B ITOJIMITCTITUAHOM IISTIH, 3aKO0IMPOBAHHON B

9TOM YYaCTKC I'CHa.

1.4.14. YuacToK reHa, KOAMPYIOLIErO OJHY M3 MOJMIENTUIHBIX Leneil remMorioOnHa
COCTOMT U3 KOJoB cuenywoomero cocraBa: 3-I'ALIIJAT- T'AA-53. Omnpepenure coctaB u
MOCJIEI0BATEILHOCTh aMUHOKHUCIIOT B TIOJIUIICTITUTHON IICTIH.

1.4.15. B cucremMy mia HCKycCTBEHHOro cuHTe3a Oenka BBenu T-PHK, wnmeromue
aatukonmonsl: [II'A, YVA, AIA, HIA. Omnpenenure, Kakhe aMHHOKHUCIOTHI CMOTYT
y4acTBOBaTh B OMocuHTE3€e Oenka?



1.4.16.  ®parMeHT  MOJIEKYIbl  aJPEHOKOPTUKOTPOIIHOTO  TOPMOHA  YEJIOBEKa,
BbIpa0aThIBaEMOIO NepeaHeit noJiel runodusa, UMeeT CTPYKTYpPY: — CEpUH — TUPO3UH — CEPUH —
MeTuoHUH — Ornpeaenute nepedeHb aHTUKOJOHOB B T-PHK, ywacTByromux B OnocuHTE3e
¢dbparmenta AKTT.

1.4.17. YacTtp MOJIeKybI O€JIKa UMEET TaKylo MOCJIEI0BATEILHOCTh aMUHOKHUCIIOT: — JIN3UH
— TPEOHUH — TJIMIUH — BajuH — apruHuH — Kakue T-PHK (¢ xakumu aHTHKOJJOHaMH1) y4acTBYIOT
B CHHTE3€ ATOro Oenka?

1.4.18. Yuactok rena umeet caeayromiee crpoerue: 3-LII'ITHAAA- ATHI-5

VKaknTe CTPOCHHE COOTBETCTBYIOIIErO ydacTKa Toro 0einka, vHGopMalus 0 KOTOPOM COIEPXKHUTCA B JaHHOM reHe. Kak otpasurcs Ha
CTpOeHUH OeJIKa yaajieHue U3 TeHa IepBoro Hykieortuaa?

1.4.19. Ompenenute MOPSIAOK CIAEAOBaHUS APYr 3a JAPYrOM aMUHOKHUCIOT B Yy4acTKe
MOJIEKYJbl OeNka, €ClAM M3BECTHO, YTO OH KOJMUPYETCS TaKol IOCIe10BaTEIbHOCTHIO
nykieornaoB JHK: 3 TTHI' TTTATI'LI 5.

Kak u3menurcs otBer, eciau XumMuueckuM nyreMm u3 moJekyiasl JJHK Oyaer ynanen mecroit
HYKJICOTHI?

1.4.20. HasoBute mnocienoBaTelbHbIE MOHOMEpPBHI y4dacTKa MOJIEKYNbl Oellka, KOTOpPbIH
CHUHTE3UpPYeTCsl Ha OCHOBe MHpopManmu, “3anucanHoi” B moiiekyne JIHK Takum mopsiaxom
HykieotuoB: 3-1{IIITAAAAAT'ATA-5'.

Kaxk oTpazutcs Ha cTpoennn Oenka ynanenue u3 moJiekynsl [JHK BToporo nykneornma?

1.4.21. Kaxas IIOCJIE0BATEIBHOCTD AMHUHOKHCIIOT KOJMPYETCS TaKou
nocnenoBarenbHOoCThO  HykiaeotuaoB JIHK: 3-AI'TTTTAALIAI-S wu kKakoid CTaHeT
MOCJIEJOBATEIbHOCTh AMHHOKHCIIOT, €CIIM MEXIy TpPEeTbUM M YETBEPThIM HYKICOTHIaMU
BCTaBUTh TUMHH?

1.4.22. C kakoi [OCJIENOBATEILHOCTH AaMHHOKHCIOT HavyMHAETCS O€EJIOK, €CIH OH
3aKOJIMPOBAH TaKOM MOCJE10BATEIbHOCTHIO HYKJICOTH/IOB!

P IUUATITHHITT-5.

A KaKUM CTaHET HAa4yaJIo 1IeMOYKH aMHUHOKHCIIOT CUHTE3UPYEMOro OesiKa, €CJIU 1OJ1 BIUSHUEM O0IyueHHs YeTBEPThIH HYKJICOTH/I OKaXKETCs
BBIOUTHIM M3 Mostekybl JJTHK?

1.4.23. VYuacrok mnenu Oenka Bupyca TabayHOW MO3aMKH COCTOMUT M3 CICAYIOUIUX
AMUHOKHCJIOT: — CEpUH — TJMIUH — CEpUH — U30JIEWLIMH — TPEOHUH — IMPOJIMH — CepuH — B
pesynbrate BozuerctBus Ha M-PHK asortucrtoin xmcmoroit murtosun PHK mpespamaercs B
I'yaHUH.

Onpenenure W3MEHEHMs] B CTpOeHMM Oeika Bupyca nocie BozzaedcTBus Ha u-PHK
a30TUCTON KHUCIOTOM.

1.4.24. KakuMu nocienoBaTeIbHOCTIMHU HYKJIeoTH10B HPopmarnonHoit PHK koaupyercs
clieyromas Mociaea0BaTelIbHOCTh aMUHOKUCIIOT Oelika: — TPEOHUH — TpUNTO(PaH — TUPO3UH —
BaJIUH —?

1.4.25. Ucnonb3ys Tabiuny renerndeckoro kojaa (cMm. taba. 1.1.), vanmmute yyacrok JHK,
B KOTOpPOM 3aKoAMpoBaHa MHGOpMalus O CIEAYIOUIeH MOoCcieA0BaTeIbHOCTH aMHUHOKHUCIOT B
Oemnke: — apruHUH — TPUNTO(AH — TUPO3UH — TUCTUANH — (PEHHIIIaTaHUH —.

1.4.26. Hayamo wuenu OJHOTO THUCTOHA HMEET CIEAYIOUIYI0 aMHHOKHCIIOTHYIO
MIOCJIEJOBATEIbHOCTD: — aJlaHUH — aPTUHUH — TPEOHUH — JIU3UH — KakoBa BO3MOXKHasl CTPYKTypa
HavyanbHbIX (pparmenToB U-PHK u nyxuenoueunoit JTHK?

1.4.27. Ilepspie 10 amunHOkuciIOT B uenud B wuHcynuHa: ¢QeHunalaHuH — BaJIUH —
acmaparuHoBasl KMCJIOTa — IIyTaMHH — TUCTUAMH — JICHIIMH — IUCTEUH — [VIMLIHUH — CEPUH —
TUCTUJIUH —.

Omnpenenute cTpykrypy ydactka JJHK, koaupyromero sty yacte nenu HHCYJIMHA.

1.4.28. HauanpHblii ydacTOK Ilenmd A HWHCYJIMHA TMPEACTaBIEH CJIEAYIOIIUMU ISThIO
AMUHOKHCJIOTAaMH: — TJIMUUH — W30JIEULMH — BaJUH — TJIyTaMuH — ryTamuH — Onpenenure
cTpykTypy yuyactka JIHK, koaupyroniero 3Ty 4acTh 1[€MA UHCYJIMHA.

1.4.29. Kaxkoit mocnenoBatenpHOCThIO HyKieoTnnoB JJHK koaupyercst yaactok Oenka, eciu
OH MMEET CJIEYIOLIee CTPOCHHE: — AprUHUH — MPOJIMH — JICHIIMH — BAJIMH — apTUHUH — ?
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TEMA 2
MdepMeHTHI PECTPUKIUN U MOJTYyYeHHe
ruopuanou JJHK

IEJIb: O3HakoMUTBHCS ¢ (pepMeHTAMM PeCTPUKIUM U criocodamu nosydenusi rudpuanoii JTHK ot
Pa3JIMYHBIX OPraHU3MOB, 0CBOUTH MeToabl ruopuauzanuu JJTHK u Ha npuMepe penieHusi THNOBBIX
3ajJ]a4 3aKpeNuTh YCBOEHHBII MaTepual

2.1. TeopeTnueckast 4acThb

Jis Toro 4toObl MCKYCCTBEHHBIM IYTEM HAaJENUTh KaKOW-THMOO OpraHU3M HOBBIMH HAaCIEICTBEHHBIMU
CBOMCTBaMH, HY)KHO BBECTH B HEro XOTS Obl OIMH 4YYKEpOIHBIH TeH. lIpmueM, HEOOXOIMMO HPUTOTOBUTH
(ckoHCTpyHpoOBaTh) hparmeHt uyxkepoanoi JJHK comeprkamiuii 3TOT HyXKHBIHA T'eH.

OcymiecTBisieTcs 3Ta MpoIeaypa ¢ MOMOMIBIO IBYX omepanuil "paspe3anus’ u "crmmBanus'.
Posb NOPTHSYKHBIX HHCTPYMEHTOB UTPAIOT (pepMEHThI PeCTPUKTA3BI U JINTa3bl.

Pecrpukra3bl (cBoeoOpa3Hble MOJIEKYNISIPHbIE HOXKHULIBI), NEHCTBYS Ha ABYXLEHNOYECUHYIO
JHK, "y3HaroT" B HEW ompenereHHYIO MOCIeA0BATEIHLHOCTh HYKJICOTHAOB. [IpuueM, kaxmas
peCTpUKTa3a y3HAeT TOJbKO CBOK mnocieaoBarenbHocTh JIHK, mnpukpemisiercs k Hell u
paspe3aeT ee B MecTe mNpuKperuieHus. Pecrtpukrazam Oe3pasznuyno, ubto JIHK paspesats —
YeJlOBEKa WJIM pacTeHusi, OaKTepuu WIM BUpYca, JHIIb Obl B HEW ObLIM pacno3HaBaeMble
yY4acTKHM. DTO 3HAYUT, YTO JBE COBEPILEHHO HECXOXKUX MEXAYy COOOM MOCIeN0BaTEeIbHOCTH
JIHK (momycTuM U3 KIETOK CIIOHA W JISATYILKH) IPU 00pabOTKe OJHON U TOM )K€ PecTpUKTa30i
JIETKO MOKHO CIIUTH (CJIENIUTH) IPYT C JPYTrOM.

OOb1yHO pecTpuKTa3zbl pacrno3HaoT B Mojekyitax JIHK ouenp kopoTkue, HO cTporo
crenu(pUUHbIE U KaXI0r0 (epMeHTa yJ4acTKU JIMHON B 4 — 6 map HyKJIEOTHAO0B U pa3pe3aroT
o0e nenu JIHK nocepeanne 3Tux y4acTKOB HJIM C HEKOTOPBIM cMmellleHueM. B mepBom ciyuae
00pa3yroTcsi OOpBIBKM C POBHBIMM (TynbIMHM) KOHIaMu (puc. 2.1.), a BO BTOpOM — CTOPOHBI
paspesaembix nenodek JHK 3axomar omna 3a gpyryro. Takme onHOnenoyedHsle KOHIIBI
Ha3bIBAIOTCA '"IMUNKUMU'", TOCKOJIBKY OHU MOTYT Kak Obl CIIMIAThCA MEXAYy coOOM B CHUITy
KOMILJIEMEHTApHOCTH.

Spkum npumepoM pecTpukrTasbl BToporo tumna sisisierca EcoRI, kotopas y3Haer pparmeHt
JHK wn3 mectu nykieotnnoB [AATTL, u pexer sty mnociaenosarensHocTs JJHK
aCCUMETPUYHO, «CTYNEHbKON» Mexay Hykieotuaamu I' u A (puc. 2.2.). B pesynpraTe Mecto
paspes3a B OJIHOH LM CMEUIEHO M0 OTHOILIEHHIO K Apyroi Ha 4 mapbl ocHoBaHuil. [Ipu Takom
paspe3e oOpa3yeTcsi JBa BBICTYNAIOLIIMX KOHIA. DTH KOHIBI MPUTATHUBAIOTCA APYr K APYry,
’KeJlass BOCCTAHOBUTH CBOM CTapble CBSI3U M CKPEHNUTHCS, KaK UM U IOJIOKEHO, BOJOPOIHBIMU
MOCTHKaMH.
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Puc. 2.1. a) cxema nelictBus QepMeHTa pecTpuKTaszbl Sma | Ha ABYXIENOYEUHYIO
monekyity IHK, ¢ yka3zanueM ydacTka pacro3HaBaHHsI M MeCTa paspesa; 0) GpparMeHTs

JIHK ¢ TyneiMu KOHITaMu 11ociie paspe3anust pepmeHroMm Smal.

EcoR 1
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Puc. 2.2. a) cxema gneiictBus ¢epmenta pecrpukrasel EcoR 1 Ha nByxuenoueunyro
monekyiny JIHK, ¢ ykasanuem ydacTka pacrio3HaBaHHsS U MecCTa paspesa; 0) (pparMeHTh

JHK c numkuMu KoHIIaMu 1ocie paspesanus pepmentom EcoR L

Ecnu ¢ Toit ke EcoR1 nonyuuts ¢pparmentst JJHK U3 pa3ziauuHbIX OpraHu3MoB, TO BCE OHU
OyayT HMETb OJMHAKOBBIC, NOIXOJAIIME APYr K Apyry ‘JIMnKue KOHHbI . CKpenuTh
BBICTYIAIONME JUNKUE KOHIBI ABYX Mojekyn JIHK momoraer npyroit ¢pepment - JAHK-1urasa.
OH nurupyer, To €cThb “‘CHIMBAaET MeXy co00il caxapodocdaTHble OCTOBBI ABYX (hparMEeHTOB C

0o0pa3oBaHUEM TIOJHOM CTPYKTYpHI

neoviHo crnupanu  JHK. BuaemHe ona Huuem He

ommuaercsa ot oosryHOM JIHK. Ceityac B apceHasie TeHHBIX WHXKEHEpOB umeercs O6osee 500
pa3IMyYHbIX pecTpuKTas, crnocoOHbIX paspe3arb JHK npumepno B 120 pasznuuHbiX MecTax.
Heckonpko pecrpukraz m ydactku JIHK, xoTopele OHM MOryT paspes3aTb, IPEICTABICHBI B

tabnuue 2.1.
Tabmuma 2.1. HekoTopble pecTpUKTa3bl U pacHISIUISIEMbIE HMH MOCTIEA0BATEIIBHOCTH.
PecTpukraszbl Yyactku
pacrno3HOBaHUA U MECTa
paszpesa JJHK
5 IY-A-T-IHL-3
Bam I 3LT-ATT-S
Y
5 TA-A-T-T-11-3°
EcoR 1 3‘-I_I-T-T-A-AA-1LE-5‘
Y .
. 5 -A'AT-II-T-T-3
Hind III 3TT-ILT-AAS'
Yo
5 r-rYI-11-3
Hae III 3LGTT-S’
v
5 -1Y1-T-T-3
Hpa Il 3 TI-IL1-5
. Y
5 LT -T-T-T-3°
Sma I 3 TI-T- LALLS

C moMoOIpI0 3TUX W HEKOTOPBHIX APYrux (EepMEHTOB MHOTHE HCCICAOBA-TECIU HAYald
KOHCTPYMPOBATh U KOHCTPYHUPYIOT B HACTOSIIEE BpeMsl Pa3HOOO-pa3HbIe IO CBOMM COCTaBHBIM

yacTsM rudpuanbie (pekomounanTuslie) JHK.



2.2. Ki1roueBbie CJIOBA M IOHATHSA

¢epMeHTHI pecTPHKIUH EcoRI

pecTpuKTAa3bI Sma I

pacio3naBaeMble yaCTKH Hind III

CalThl pECTPUKIMHA JHK-mrasa

JTHITKHE KOHIBI rudpuanbie (pexomOnHanTHbie) JTHK
POBHBIE (TYNbIE) KOHIIBI xoucTpynposanue JTHK

2.3. IIpumepsl peunienus 3axa4

2.3.1. Nmeercs mocrnenoBaTeNbHOCTh U3 39 HyKIEOTHIHBIX map aAByxuenoyeunoi JHK
CJIEAYIOIIEro COCTaBa:

5 UTTAITHILTEAATTAALL AATATTTTTAATTIAIATT-3"
AATIILI T ALTTAATTILT TTATHALALITTAAT TT TALL-5'

KaKI/IM crocoOOM M Ha CKOJIBKO YacTe MOXHO paszpesarts 3ty JJTHK?

Pemenue:

B nannoit nocnenosarensuoctu JJHK nmeercs nBa yuactka pacrniosnaBanus: 'AATTL ns
pectpukrtassl EcoR 1 u I'THIL nnst Hae I (em. Tabnumy 2.1.). I[loatomy uckomas JJHK moxer
ObITh pa3pe3aHa B JBYX MecTax ¢ oOpa3oBaHUEM TPEX pazIUYHbIX (PArMEHTOB CJEIYIOIIHUX
IIOCJIE0BATEIBHOCTEN

1) 5-IILTTAIT- 2) -IIITTAATTAATTLHAATATTTTT -
3 -TTAATIIL- TTALUTTAATTLIT TTATHALIALITTAA-
3) -AATTLHAIIATT-3"
TTITALL-5

2.3.2. Pecrpukmuonnsiii ¢epment Hind III paspezaer JJHK mo mnocnenoBaTtenbHOCTH
AATLTT. Hackonbko yacto 3TOT pepMeHT Oynet paspesars aApyxuenoyeunyto JHK? (Musimu
CJIOBaMH, KaKoBa CpeHsis uTnHa (parMeHToB paspesanHout JJHK?).

Pemenue:

Ham nHeo6xoaumo paccmoTpets Tosibko oaay nenodky JJHK, mockonpky o0e 1ernoyku uMeroT

OJINHAKOBbIE, CHMMETPHUHBIE [TOCJIEJOBATEILHOCTH, XOTS U pa3HOHanpaBieHHble. YacToTa
BCTpeuaeMocTH (parmenTa u3 6 nykieoTHausx map mist Hind 11T cocrasut (1/4)° = 1/4096,
TaK KaK BEpPOSITHOCTb ISl OJJTHOIO HYKJIEOTHAA (A0MYyCTUM A) 3aHATh KOHKPETHOE MECTO B
nenouke JJHK cocraBnser Y4, a Takux mect umeercs 6. CienoBaTellbHO, CPEeIHEE PACCTOSTHUE
MeXxay ydacTkamu paspeszanus pectpukrazoi Hind Il coctaBut okoso 4 teicsu

HYKJIEOTUAHBIX Nap (4 Toicsun 0a3 win 4 kuinodasbl).

2.3.3. TaIuIOMAHEI TEHOM HYeNOBEKa COAEPKUT OKoIo 3x10° HykmeoTHmHbIX map (H.IL)
JIHK. Ecnu Bbl nopexere uenoBeuyeckyro JJHK pectukunonneiM pepmentom EcoRI, y3naromum
rekcamepHyto mnocienoBarenbHOCTh [TAATTL, TO CKOJBKO pa3Iu4HBIX PECTPUKLIUOHHBIX
(dbparMeHTOB OyAET MOJTydeHO?

Pemenue:
Hcxons w3 npeanosnokeHusi, 4yro yersipe Hykineotuaa A, T, I', Il HaxonsTcs B paBHBIX
konuuecTBax M pactpeneistores B JAHK cioydaitneiM 00pa3oM, BEpOATHOCTH AJisl J1I0OOTr0O U3

YeTBIPEX HYKJICOTHIOB 3aHATh KOHKPETHOE MECTO B IIETIOYKE COCTABIET 4. BeposTHOCTH mis
2
IBYX HYKJIEOTUIOB (Hampumep, Al') 3aHSITh KOHKpETHOE MECTO COCTaBUT Y4 X Y4 = (1/4)°, a



BEpOSITHOCTD JUIS CIEIMMUIECKON TeKcaMepHOH MOCIIeI0BaTelbHOCTH Oyner paBHa (1/4)° =
1/4096. CnenoBarensHo, EcoRI Oymer paspesars monekyny uenoBedeckod JJHK B cpemnem
oauH pa3 Ha 4096 nykneoTuaHbix nap. Eciu monekymna JJHK paspexercs n pas, To B pe3yabTare
nosyyaercsi nt+l ¢parmenrt. ['amnougHsiii reHoM u3 3 X 10° HYKJICOTUJHBIX Iap COIEPKUT
oxolo 732 422 (3 % 10°/4096) mect paspesa st pecrpukrasbl EcoRI. Eciu 6bl TIOIHBIHA TeHOM
yenoeueckoit JIHK coctostn u3 omnoit monekyinbl, T0 EcoRI Morma Owsl pa3spesats ero Ha
732 422 + 1 ¢pparmenT. Ho mockoibky MecTa pa3pe3aHus pacipeieseHsl mo 23 xpomocomam, TO
B pe3ynbTaTe NOJIHOro pacuieruienus denoBedeckod JIHK pectpuxrazoii EcoRI  nomxHO
nostyuutcst 732422 + 23 pecTpuKIMOHHBIX (parMeHTa.

2.3.4. Hwxe npuBeneHsl nocneaoparenbHocTu IByX (parmentoB JIHK, BwiaeneHHbIX U3
OpPraHU3MOB Pa3HbIX BUJIOB.

1) S-ATHATALOTI TTAATTHALIA-3"  2) 5'-ATTAATTUTTAITIATAL-3"
3-TUI'TATTAUHALTTAATTIT-5 3-TAUTTAATAATUITATT-5"

C oMo KakKiX (GEPMEHTOB MOXKHO MOJy4rTh rUOpuaHyto Moiekyny JJHK u3 atux dpparmMentoB? OnummTe mocie0BaTeIbHbIE ITallbI
HOJIy4EeHHs: THOPUIHON MOJIEKYJIBI.

Pemenne:

Ha mepBom »Ttame HeoOxommmo paspe3ath npencraBieHHble (parmentsl [IHK paszabix
BUJIOB C IMOMOIIBIO MOJXOAAIIUX PECTPUKIUOHHBIX (QepMeHTOB. B nanHHOM ciydyae MOXKHO
ucnonb3oBark pecrpukrazy EcoRI, xoropas pacmenur JJHK nByx BMIOB Ha 4eThIpe HOBBIX
¢parmenTa la, 16 u 2a, 26 ¢ nunkumu koHamu AATT u TTAA:

la) 5’-ATHATALITTTT 16) AATTLIALIA-3®
3 -TUTTATTAIJALITTAA I'TI'T-5°

2a) 5°-ATT 26) AATTUTTATLIATAILL-3'
3-TALTTAA TAATITTATT-5"

B xoz1€ BTOpOro 3Tana Heo0XoUMO CMEIIaTh HY)KHbIE HaM (parMeHThl 1a 1 26. B pe3ysibTaTe BHICTYNAIOIME JIMITKK € KOHLbI CKPENsATCs
Mexy co00M, KaK UM U I10JI0KEHO, BOJOPOAHBIMU CBS3IMH B CUITY KOMIUIEMEHTAPHOCTH.

5 -ATLIATALTITI A-A-T-T-IITTATIATALL-3®

3-TUI'TATTAIAL-T-T-A-ATAATUI' TATI-5°
OxoH4YaTeNIbHOE CKpeIUieHne GpparmMeHToB la i 26 aByx monekyn JJHK npousBoaut cnenuanusuposaunsiii pepment JJHK-urasa, koropast
“crmBaeT Mexay co0oii caxapodocdaTHbie 0OCTOBBI 000MX (parMEeHTOB ¢ 0Opa3oBaHKEM MOJIHON CTPYKTYpbI ABOiHON crimpanu JJHK.

2.4. 3apaum I CAMOKOHTPOJIA
2.4.1. Nmeetcs mocienoBaTeNbHOCTh M3 27 HYKIEOTHIHBIX map asyxuenoyeunoit JHK
CJIEAYIOIIEro COCTaBa:

5 LTTAATTALT ATIIANTTAATACTETE 3
3 TALTTAATLIITAIT TILI TTATHALIALL-S

Kakum cnocobom 1 Ha CKOJIbKO yacTei MoxHO paspesatsb 3Ty JHK?

2.4.2. Nmeetcs mocienoBaTeNbHOCTh U3 24 HYKIEOTHIHBIX map asyxuenoyeunoi JIHK
CJIEAYIOIIEro COCTaBa:

5 -THATAATTITITIIIIAAT TALITTAT-3'
3 - ATTHTTALT AT TTTIATTAATIL-5"

Kakum cnocobom 1 Ha CKOJIBKO YacTeil MOxkHO paspesatsb 3Ty JJHK?

2.4.3. Hwxke mnpuBeneHbl JBE TMOCIEAOBATEIBHOCTH OJHOIENOYeuHbix Mosekyn JIHK.
Kaxkyto n3 HUX B IByX1eno4eyHoi (hpopMe MOTYT pa3pe3aTh U3BECTHHIE BaM PECTPHUKTA3HI?

a) 5°-ALTIIIATAATTIALITIILT-3'
6) 5'-TIIUTHATTIT AATIIITT A-3"

2.4.4. Hwxke mnpuBeneHbl TpU MOCIEI0BATEIbHOCTH OJHOLEnoYeuHbix mozekyn JIHK.
Kakyro 13 HUX B JBYyXIIeNOY€4YHON (hopMe MOTYT pa3pe3aTb U3BECTHBIE BaM PECTPUKTA3bI?

a) 5-TATTIITAATTITTAIILTAT-3'



0) S-IC'AATATTTUUITATTAA-3"

B) 5"-ATTTHLTTATLLITATAATT-3"

2.4.5. Pectpuximonnsiii pepment Hpa Il paspesaer [JHK mo mocnenosarensroctu LT .
KakoBa cpeansis nnmuHa gpparmenToB paspesanHoit JJHK?

2.4.6. Pecrpukumonnsiii ¢gepmeHT EcoRI paspezaer JJHK mno mnocnenoBatenbHOCTH
I'AATTL. Hackonbko gacTo 3TOT epMeHT OyaeT paspesaTs AByxienodeunyro JJHK?

2.4.7. Eciaum mnocnenoBarenbHOCTh HykieoTHnoB B Mojekyine JIHK pacnpenensercs
cilydailHbIM 00pa3oM, TO KakoBa OyAeT cpeiHss [uMHAa (parmeHta npu paspesanun JIHK
pPECTpUKTa3aMH, Y3HAIOUIMMU IOCIIEI0BATENbHOCTh U3 BOCBbMH HYKJIEOTUOB?

2.4.8. TaruIOMHBIA TEHOM delIoBeKa COmepkuT okono 3x10° mykmeormamsix map JHK.
CKOJPKO pa3iMYHBbIX PECTPUKIIMOHHBIX (parMeHTOB OyAeT MOJy4eHO MpU pa3pe3aHuu
yenoBeueckoit JIHK pecrpukunonneiM  ¢epmentom Not [,  y3HaAIOmMM  OKTaMEpHYIO
nocienoBarenbHOCTh [T T TILII'LL?

2.4.9. CKonbKO pa3IMYHBIX PECTPUKIIMOHHBIX (QparMEeHTOB OYyAeT MOJIy4e€HO MpH
pa3pe3anuu uyenoseueckoit JJHK pectukunonusim pepmentom Smal?

2.4.10. I'armonAHBINA TEHOM JPOXIKEBOTO TpHbKa Saccharomyces cerevisiae, COCTOSIINNA U3
OJIHOW XPOMOCOMBI, COIEPKUT 0K0Jo 13,5 x10° Hykineotuasix nap JHK. Ecinu Bel mopexere
sty JHK depmentom EcoRI, To ckoyIbKO pa3inyHBIX PECTPUKLUUOHHBIX (PparMeHToB Oyner
MOJIy4€HO?

2.4.11. Tamnounssii remoM Saccharomyces cerevisiae (13,5 x10° H. 1) paspesamn
¢depmentom Haelll. CkosibKO pa3inuyHbIX pECTPUKIUOHHBIX (PparMeHTOB OyAeT MOJIy4eHO?

2.4.12. T'eHoMm kuIIeYHOM mnanouku Escherichia coli, npencraBisoumii coboit oaHY
KOJBLIEBYIO XPOMOCOMY, comepkut okono 4,7 x10° m. m. Ero paspesamn depmentom Haelll.
CKOJIBKO pa3JInYHbIX PECTPUKIIMOHHBIX (parMeHTOB OyJeT MOJydeHO?

2.4.13. I'enom Drosophila melanogaster, cOCTOAUIMI U3 YETHIPEX XPOMOCOM, COAEPIKHUT
oxono 10° nykineotuanbix nap JHK. Eciu Bel mopexere sty JIHK ¢epmentom EcoRI, To
CKOJIBKO Pa3jIM4HbIX PECTPUKIUOHHBIX (PparMeHTOB OyAET MOJIy4yeHO?

2.4.14. Huxe npuBeneHsl nocienoBaTesbHOCTH ABYX (pparmentoB JIHK, BbiaeneHHBIX U3
OpraHU3MOB Pa3HbIX BUJIOB.

S-AAATHTTHTTAATHHIATIHI-3
3-TTTUTAATALOTTAITHUTAI'LL-5"

5 -TTAITLHATATIITAITATAATIITTA-3'
3 IIATTATTHTATTATHLTATTLT AAT-5'

C nomo1ipio Kakux GepMeHTOB MOXKHO HOJIydHTh THOpuaHyro Moiekyity JJHK u3 atux ¢pparmento? Onuiumre mocie0BaTeIbHbIEC ITAIbI
HOJIy4EeHHUsI THOPUIHON MOJIEKYJIBI.

2.4.15. Omnuumurte mnocienoBaTelbHble dTanbl nosydeHuss rubpunnoit JHK  wu3
MIpE/ICTaBICHHBIX HUXKE (PParMeHTOB.

5 -TAIOTATLLITATTATTATLIIT-3'
3 -ATTATAITHITHATILIITAITA-5"

S -IITATIHLTATATTLLIATA-3'
3 . THUTATTATLITAATTTAT-5'

2.5. 3a1a4u MOBBLILMIEHHON CJI0KHOCTH

2.5.1. IlpencraBnennsiii Hmwke ¢parment JHK, coxepxammii TeH 4emoBEYECKOTO
MENTUAHOTO TOPMOHA cOMaTocTaTHHa (COCTOSMIEro M3 9 aMHUHOKUCIOT) Ha (raHrax MMeeT
caitbl pectpukuuu st EcCoRI.

5 - THLITAATTUIITATOAALDALITAATTTAAATTUTTALAALIIIATTAATTITAT-3'
3T TUTTAALTT ATAT TTT TTHTTLALTTTHATAATI TTI T T TALITTAATIITA -5°

B xaxom HamnpaBieHuH OyJeT NPOUCXOAUTh TPAHCKPUIILIKS 3TOTO reHa?



2.5.2. Ortpa3urcss 1M Ha pe3ynbTarax TPAHCISALMU TIEeHAa CcOoMarocTaThHa o0paboTka

¢parmenta JJHK npuBenenHoro B npeapiayiieit 3agaue pecTpukiuoHHbIM pepmeHnToM EcoRI?

2.5.3. Hcxonms w3 [JaHHBIX, MPEICTaBICHHBIX B 3azade 5.1 ompenenure, KakoBa

MMoCaCaAOBATCIIBHOCTE aMUHOKHUCIIOT YCJIOBEYCCKOI'0 NECITUAHOIO TOpMOHA COMATOCTAT nHa?

N —
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TEMA 3
AHAJIN3 U HCNOJIb30BaHUEe (PparMeHTOB
JTHK (JIHKoBbIX moc.ie10BaTeJIbHOCTEMH)

IEJIb: O3HaKOMHTBCA ¢ MeTOAaMH JekTpodopernyeckoro anaamnsa JHK B araposHom reie u
Metonom OGaor-rubopuau-3anuu JJHK mo CaysepHy M Ha mpuMepe pelieHHs] THIOBBIX 3agav
3aKpenuTh YCBOCHHBIH MaTepuasi

3.1. Teopernueckast 4acTh

[Ipu nomomu HaGopa (pepMEHTOB PeCTPUKLIMHM KCCIEAOBATEIN HAYYWIMCh IOIY4aTh
¢pparmentsl JHK pa3Hbix pazMepoB IpakTHUECKU U3 JIIOOBIX BUIOB. B Xo/1e MaHumyJIsIuUii ¢
pasimunbiMu pparmentamu JJTHK udacto HeoOXoaumo ompenesnuTh pa3Mep WK BBIICIUTH
koHkpeTHbIN ydacTok /JIHK u3 cmecu. Okasanocs, uro pparmentst JIHK neruye Bcero pasnenstsb
C MOMOIIBI0 MeTo/aa dJaeKTpodope3a B araposnom rese. JIHK, oOpabotanHyro omHOW WK
HECKOJIBKUMH PECTPUKTa3aMM, MOMENIAIOT B JYHKH 3aCTBIBIIEIO arapo3HOro reis, KOTOPBII
MMOMENIAETCS B CICIHAIbHYIO KaMepy AJjs dJjekTpodopesa (puc. 3.1.). B kamepe cosmaercs
AJIEKTpUYECKOE T0JIe, Mo AeicTBueM kotoporo ¢parmentsl JJHK HaumnatorT nepemematbes B
MIOPUCTOM, TIOX0XeM Ha MapMmenan reie. Ckopocts npoasmxenus ¢parmentoB JJHK B rene
3aBUCHT OT uX AuHbL. KopoTkue pparmMenTsl 1BHKYTCS ObICTpEE, YEM JUTMHHBIE. DTO MO3BOJISIET
uenoukam JIHK pasnoit mumHbel otnenutses apyr oT apyra. Ilpu stom ¢parmentsr JJHK ne
MOBPEKJAIOTCS U UX MOXKHO BBIACJIUTb M3 rejss 0e3 BCAKUX MOBPEXACHUN U IOTEpU
OMOJIOTMYECKHUX CBOMCTB.

Hanpapnenue Mocr u3

Arapo3Hblii .
P nexkenns JTHK (uIBTPOBANBHOI
R

reib Kb M 1 2 3

bybepHusiii pacTBop 10

[ IRV e

obpasos JJTHK

Hcrounnx
TOKa

Puc. 3.1. CxemaTnueckoe n3obpakeHue kamepsl 11 anexrpodopesa JHK B araposnom
rene. CnpaBa mpexcraBieHa snekrpodoperpamma ¢parmenroB JIHK, okpamenHnas
sTHanyM OpomuzoMm U nomenieHHas mony Y@ ceer. (M — mapkepsr, 1,2,3 — o6pasus!
onHoit u toit xxe IHK, pa3pesaHHble pa3nnuHbIMH PECTPUKTA3aMH).

Ecniu mnocne »nexktpodopesa OKpacUTh reib CHEHUAJbHBIM KpacuTeJdeM 3THAHYM
opomuaom, cesspBaromuMcs ¢ JJHK u nmomecturs renps nox ynbTpaduoiIeToOBbIM CBET, TO Ha
HeM OyAyT XOpOIIO BUIHBI OKpalIC€HHbIE B KpPacHBIM IBET, PAcCIOJIOKEHHBIE HA Pa3IUYHOM
pacctossuuu npyr ot apyra  cBersimecs: ¢paxumum JHK. Kaxnas Takas dpaknus
cooTBercTBYeT onHOMY ¢parmenty JHK. Crnenyer moauepkHyTh, YTO pa3HblE PECTPUKTA3bI
Jal0T pa3Hylo KapTUHY paclueryieHus: ogqHou u toil xe JJHK (anexrpodoperpamma na puc. 3.1.
cupaBa). Takum oOpa3om, 37eKTpodope3 B arapo3HOM TIelie MO3BOJSET pPa3/iesIuTh, a 3aTeM
JIETKO M3BJIeYb JIt00ble pecTpukinoHHble (pparmMenTsl JJHK B unctoMm Buze, 1uist mocienyomero
ucnosib3oBanua. Kpome rtoro, anamusupys anektpodopernueckre cnekrpsl JHK Ha rede,
HaOJ01as 3a MCUE3HOBEHUEM OJHUX U IOSBICHUEM JAPYruX (Qpakiuil moJ JeicTBUEM pa3HBIX
pPECTpPHUKTa3, MCCIEIOBATEIN HAayalW COCTABIATh IeHETHYECKHE PEeCTPUKIUOHHbIE KapThl
pacnonoxxenus: ydactkoB JIHK mmst pasueix Bugos. [lepByro mosiHyro (u3HUECKyl0 KapTy
pacrnosiokenus ydactkoB 14 pectpukras coctaBui Jl. Haranc ms JIHK Bupyca SV-40.



B 1975 romy Owu1 pa3paboTraH MeTOA, KOTOPHIA TMO3BOJSET HAEHTH(UUHMPOBATH
KOHKpPETHbIE TeHbl M Jpyrue pecrpukuuoHHble ¢parmentsl JHK nocie ux
anekrpodoperndyeckoro paszgeneHus. CyTb MeTojAa 3akio4yaercs B TOM, 4YTO CHadajla

1 2 3 4 1 2 3 4 [TIlepenoc JHK- ~—
(parmeHTOB Ha — Arapo3Hbrit
MeMOpany — reib
Onexrpodo- (HHTPOLEILTIONO3 —_—— =
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—_— —_— == _
_== Hutponemno
J03Has
-— _ IJIeHKa

I'n6puan3sanus c
ynukansHon JTHK-
mpoboit

i
\.‘r
Ilur‘
ol
At
.

Iposskal AsToOpanno

_ _ nﬂu gad)ml

A
eee e
*mJl
Gy
LML <

,
< lellkle b

"o “dle el
° e e
e

O ddddeed
T
dep el ]

o
)

AsTOpannorpamMma DdoroneHka IpoGet JIHK, MeucHuple

PaIMOAKTUBHBIM P~
Puc. 3.2. Cxemarmyeckoe u300pakeHHe OCHOBHBIX dranoB Cay3epH-010T

THOPHIM3ALIH.

¢parmentsl JJHK, pa3nenenHbie B arapo3HoM resie, JeHATYPUPYIOTCS 10 OJHOLENOYeYHbIX
MOJIEKYJI, a 3aTeM Bech aekrpodoperndeckuii crnektp [JHK ormeuarbiBaercsi (blotting) 3a
CUeT KaNWUISPHBIX CHUJI Ha MPHJIOKEHHON K Telll0 HUTPOUe/II/I03Hol MeMOpaHe (IIeHKe),
nociie 4ero (pukcupyercs Ipu MOMOIIM BBICOKOM TemmepaTypsl (puc. 3.2.). [lanee memOpaHna
MOMeIlaeTcss B TUOpUIM3alMOHHBIN Oydep, colaepkaluil cHenMaJbHbI PaANOAKTHBHO
Medenblii [IHKoBbIii 3001 — KOpoTKyro crnenuduyeckyro mocienoBarenbHocts JJHK. 3ona
CHoCOOeH T'MOpUAM30BATHCS C ONpEJeNIeHHbIM KoMIiuleMeHTapHbiM (parmentom [IHK u
CBSDKETCSl TOJIbBKO C OJHOM WJIM HECKOJbKUMHU KOHKPETHBIMH (pPaKUUSIMU U3 BCETO
ANIEKTPO(OPETUUYECKOTO CHEKTpa IMOJYyYEHHBIX pecTpUKIHOHHBIX ¢parmentoB JIHK. Ha
MOCJIEHEM JTale K HUTPOILEIUIIONIO3HOH MeMOpaHe, cojepialleidl Bech CIEKTP IMOJTy4YEHHBIX
¢parmenToB JIHK, Brimrovas ¢pakumu, ruOpuan30BaBIIMECS € PAJIMOAKTHBHO MeYE€HbIM
30HI0M, IPUKIAJIBIBAIOT PEHTICHOBCKYIO IUIeHKY. Ha mnienke (aBropaamorpamme) mnociie
SKCMO3ULIMU BBISBJISIOTCS 3aCBEUEHHBIE MECTa, COOTBETCTBYIOLIUE PACIHOJIOKEHUIO MEUEHBIX
¢pakmuit JJHK. Oto meron mnonyunn HasBanue Cay3epH-0JI0T THOpMAM3anMM B 4YeCTb
paspaboTagiiero ero Jasapaa CaysepHa.

K Hacrosimiemy BpeMeHHU yaajioch MPAaKTUYECKU IMOJHOCTBIO paciiudpoBaTh (MPOUYUTATH)
abcoII0THOE OOJIBIIMHCTBO I'€HOB Ja)K€ y TaKMX CIIOKHBIX BHUJOB KaK YEJIOBEK U JIpo30duia.
JUist 3TMX M MHOTMX JPYI'MX BHJIOB IIOJIYYEHO OrpoMHO€ KoiudecTBO pasnnysHbix JHKoBbIX
30H10B (MP00), KOTOPBIE YCIENTHO UCTIONB3YyIoTCs B Cay3epH-0J10T aHaIu3e.

3.2. KiroueBbie CJIOBA M IOHATHSA

¢epMeHTHI pecTPUKIMH naeHTHGUKAUA T'€HOB "
¢parmenTer JHK pecTpukunoHHbIX pparmenTos JTHK
MaHunyasuum ¢ pparmenramun JTHK aenarypanust JJHK

3J1eKTpodope3 B arapo3HoM reJie blotting

3jeKTpodopeTnyeckas kKamepa HHUTPOLEJJIIJIO3HAsI MeMOpaHa
CKOpOCTh NPOABHMKeHNsI pparMeHToB | pagnoakTuBHO MedeHblii /IHKoBbiit
KPacuTeJib 3THIANYM OpOMHU 30H]

pasjeJieHue pecTpukuMoHHbIX | Cay3epH-010T ruOpuaH3anMst
¢parmentos THK JHK npo0n1

BhbIIC/ICHH e PECTPHKIMOHHBIX | ¢ppakuuu  ru0puaM30BaBIIHECT €
¢parmentoB THK u3 reas PaaMO0aAKTHBHO MEYEHBIM 30HA0M
cBeTanmecs ppaxkuuu JHK aBTOpPaMOrpaMMa

PeCTPUKIMOHHbIE KAPTHI Cay3epH-0,10T aHAJIU3.




3. IlpuMepsI pelieHUs 3a1a4

3.3.1. ®parment yenoBedyeckoil JJHK nnuHO# 4 ThiCSuM HYKICOTUIHBIX Hap MMEET JIBa

carita pecrpukuuu st pepmenta EcoRI. Kaxk Oyner BBITJISAIETh
anekTpodoperpamma,  OKpalleHHas  ATUIUYM Z2 f OpoMHIOM, ocJie
anekTpodope3a B arapo3HoM Tene obOpasma — nannoit JIHK, paszpeszannoit
3TOM PECTPUKTA30M HAa HEPOBHbBIE YACTU? 4kb

Pemienue:

[Tocne nanextpodopeza B arapo3HoM reie obpazerr  mannou  JIHK,
pa3pe3annbiii  pectpukrtazoii EcoRlI mo aBym caliTaM  PECTPUKIMU  HA
anekTpodoperpamMme,  OKpAIIEHHOW  ATUIANYM OpoMHIOM, Oyner
MpeJiCTaBiIeH TpeMms (DpakuusIMU PA3IUYHOU pye 33 MOJABMKHOCTH.
Cxemaruueckoe n300pakeHue ?&Z‘;ﬁfﬁiﬂﬁgﬁdg 351eKTpoOperpaMMbl
OJIHOTO M3 BO3MOXHBIX BAapUaHTOB CIIEKTPa IIOKA3aHO Ha pUCYHKe 3.3.

cinpaBa. [lockosibKy MCXOIHBIN (parMeHT ObLT pasmepoM 4 KO, TO €CTECTBEHHO, BCE TpH
¢parmMeHTa OynyT MEHbILIEH BEIHUUMHBI.

3.3.2. Monekyna JAHK Bemuuunoit 17 k0 Obuta pa3pe3aHa Ha (parMeHThl ABYMs
pecTpukTazamu. Pe3ynbTaTsl 31eKTpo(OPETUYECKOTO aHAINM3a B arapo3HOM rejie, MOITY4YEeHHBIX

¢parmentoB JIHK mnocne okpacku stuamym Ao o OpOMHUIOM  IIpE/ICTaBICHbI
Ha ¢operpamme puc. 3.4. Ilpu pazpe3anun pectpuktazor Ne 1 JIHK
paspesaeTcs Ha TpH (paKIKMU BEIMIMHON 8, 6 1 :;':b 3 k0, a npu paspe3aHuu
pectpukrtazoit Ne 2 Ha ne ¢pakmuu — 10 u 7 7k k0. JHK, pa3peszannas
cpazy nByms pectpuktazamu Ne 1 m No 2, i COCTOUT 3 YETBIPEX
¢bpaxuuii BenuuuHoM 8, 6, 2 u 1 k6. T

B KaKoM MOPSIIIKE MOJTyYCHHBIC PECTPUKIIMOHHBIE
(dbparMeHTBl  pacIoOJIOKEHBI B HCXOJHOW Puc. 34. mousekyne JHK BenmnunnoM

9 DiekrpodoperpamMmma

17 k6? MHWHBIMEH CclOBaMH, HEOOXOIUMO JHK-dparsien-o5  (R] MOCTPOUTH
pectpukunonnyto kapry JJHK 17k6. 1 R2 - peCTpUKTa3ht)

Pemenue:

B srom ympoménnom npumepe ucxoanas moziekyia JJHK Bennuunoit 17 k6 paspesaercs Ha
Tpu (pakmuu depmentom Ne 1 B nByX Mecrax, T.€. UMEETCA JIBa cCaliTa PECTPUKIIUU IS
pectpukrtazsl Ne 1. OmHako HesicHO, B cepeauHe win ¢ kparo ucxomHou JIHK pacmonoxen
¢parment BenuuuHOM 3 kO. CoBmecTHOe paspe3anue gepmentamu Ne 1 u Ne 2 ocraBiser
HETPOHYThIMH (pakuuu JyIMHON § 1 6 KO, HO pa3pe3aer gpparmMeHT 3 KO Ha JBE YaCTH JJIMHON 2
n 1 kO, 4yTO yKa3bplBaeT Ha HAJIM4YUE CalTa PECTPUKLUHU Ul pecTpukTazbl Ne 2 B mpenenax
¢parmenTa pectpukrassl Ne 1. Ecnu 661 ¢pparmenT 3 kO ObUT Ha Kparo UCXOJIHOM MoOJieKybl 17
KO, Hcnosb30BaHue TONIbKO hepmeHTa Ne 2 1o3BoIMIIO0 OBl NOJMYYUTH PparMeHTsl 2 KO 1 1 KO.
Ho Tak kak 3TOro He NMpou30LLI0, TO U3 TPEX PECTPUKLUOHHBIX (PPArMEHTOB, MMOJIYUYEHHBIX MpU
oMoy ¢pepmenta Nel, pparmeHT JuiMHOM 3 KO AOJKEH OBITH PACIIONIOKEH B CEPEIIMHE.

Takum obpazom, pectpuxiuonHas kaprta ucxonnor JIHK nmns pecrpuxraser Ne 1 (R1) u
pectpukrassl Ne 2 (R2) 6yaer umeTs BuJ, npeAcTaBIeHHbINA Ha puc. 3.5.

6 kb 3 kb 8 kb
Pectpukrasa 1 I ]
7 kb 10 kb
Pecrpukraza 2 R £ A

Pectpukrasa 1 + 6 kb 1kb 2kb 8 kb
Pecrtpuxraza 2

RIR2 R1
Kapra l L1 ] |

pecTpuKIHUM ! LI ! L

Puc. 3.5. PectpukironHas kapTa, IOCTPOEHHAs HA OCHOBE aHAIN3a DIEKTPOPOPETHIECKOro
¢paxkunonupoBanus ¢parmenroB JHK, mnomydeHHBIX B pesynbrate IeWCTBHS JBYX
Pa3IMUYHBIX PECTPUKTA3 U UX cMecu Ha HaTuBHY0 JTHK.



Tot ¢axT, yto caiiT R2 pacnosiokeH Onmke K y4acTKy AJIUMHOM 6 KO, cienyeT U3 BeTUYHHbI
yuacTkoB B 7 1 10 k0, nostyueHHbIX npu paspe3anuu ucxogHoi JIHK Tonpko pectpuxrazoit Ne 2.

3.3.3. HccnenoarensiM yaanoch BbIJIETUTH E CIieLMaIbHBIN 30H/,
CIOCOOHBIH  T'MOPHIM30BATBCA € YYaCTKOM 5 XJIOPOIUIACTHOM JHK
(xnIHK) y  7100bIX  BHUIOB  XBOWHBIX.  4kb ABTOpaanorpamMmma
obpasnos xmoporactHot JIHK pomurensckux 2k BUJOB TIUXT €BPOIEUCKON
(E) wu cubupckoit (C), obpaGoramHpix '*° PECTPUKIIMOHHBIM
dbepMeHTOM ©  pe3yabTaThl  IMOCJEIYIOUIEH CayzepH-0s10T
ruOpUIM3aIuu c MCIIONE30BAHUEM |, 3, PaIHOAKTHBHOTO 30H]a
Ipe/icTaBlIeHbl Ha pucyHke 3.6. cnpaBa. KakoBbl Asropammorpamma  OynyT PECTPUKIIMOHHBIE
KapThl y POJAUTEITHCKUX BHIOB ITHXT? ;bplf;,“ff ‘;ﬁ,‘zn’;ﬁﬁi‘ﬁ

Pernenue: (E) u cubupckoit (C)

Hcxonda w3 MaHHBIX, NPEICTABICHHBIX HAa aBTOPAaJUMOTrpaMMe, BEIWYMHA OJHOTO U3
¢parmentoB JIHK, xoTopble ruOpuausyrorcs cO CHEUUAIbHBIM 30HAOM Yy JI€PEBHEB MUXTHI
cubupckoit Oyner jyuHHee Ha 2 KO. PecTpuKIMOHHBIE KapThl ABYX BUIOB IUXT OyIyT UMETh

ITuxta 1 1 1 |

. I I I
eBporeiickas 56 1k6 2x6
Iuxra 1 L1 |
CHOUpCKas ! 5 k6 I1 1<6I 4 x6 I
30H]

CHEAYIOUIUN BU;

3.34. Ilpu  CKpelIMBaHUH  MEKIY £ 2 nepeBbAMH IIUXTHI
€BpPOTEHCKOM M TMHXTHl CHOMPCKOW OBLIO ¢ 2  momyueno 20 HOTOMKOB.
KakoBwI OyAyT MX PECTPUKIIMOHHBIC CIIEKTPHI e BT aBTOpaJHOrpaMMe MocIe
CayzepH-0510T rudpuIM3aIuu C S5kb XJIOPOTUTACTHBIM 30HJOM B
claydae, KOIrJa MAaTePUHCKHMH JepeBbaMH *° CIyXKHJIa NMXTa
eBporeiicKast, a MbUIbIA Opamach OT IHXTHI ;¢ cubupcKoii 1 Ha60poT?

Pemenue:

Tak kak XJIOPOIUIACTHI y TOJOCEMEHHBIX BCErJa HACIEAYIOTCS 110
OTIOBCKOM  JIMHUM, TO Yy THOPHAOB pye. 37. FI(3CxJE) cmektp Ha
aBTOopaaguorpaMme Oyner AHAJIOTUYHBIM ~ ABTopaorpavva CIIEKTPY MAXTHI

) o PECTPUKIIMOHHBIX
eBponeiickoil (puc. 3.7.). IIpu penunpoKHOM  dparvenros xiIHK y CKpPEIIMBAHUU Yy THOPUIOB

FI(?ExZC) ma aBTOpagmorpamMme CHektp ' oo ropos PECTPUKIIMOHHBIX
(¢parMeHTOB Oy/1€T aHAJIOTMYHBIM TAKOBOMY y MUXTHI CUOUPCKOIL (puc. 3.7.).

3.3.5. Ananus JIHK Obu1 mpoBenieH B 6016111011 cEMbe, Cpeid WIEHOB KOTOPOI HabI0Aanoch
JOMUHAHTHOE ayTOCOMHOE€ 3aboseBanue, mposiBisitonieecs B 40 ner u mozxke. O6pazus JJHK
KaXJIOTO WIeHa CeMbH 00paboTany pecTpUKIHOHHBIM ¢GepMeHToM Tagl u monydeHHBIE
¢dparmenter JIHK pazgenunu mpu nomoinu 3nekTpodope3a B arapo3HOM refie. 3aTeM MPOBENH
Cay3epH-0JIOT THOPHUIU3ANMIO C HCIOJb30BAaHUEM PATUOAKTHUBHON TMPOOBI, COCTOSIIEH U3
¢parmenta wmonupoBanHo JIHK wuwemoBeka. PomocioBHas wucciaegoBaHHOM CeMbU H
MoJIyueHHasi aBTopaguorpamma aekrpodopesuposannoit JIHK npencraBnensl Ha pucynke 3.8.
HIOKe. YepHBIM OTMEYEHBI YWICHBI CEMbH, UMEIOIIUE 3a00JIeBaHHE.

[Ipoananm3zupyiite

i (5 (5 ‘ i |-_L| ‘ I'_Ll i IMOJIHBIE B3aWMMOOTHOIIICHUA

MEXAy IOJYyYEHHBIMU C

S| — ——— — = = = = = — MOMOII[BIO  PaJMOAKTUBHOM

kb - — - _ npoOsl  cnektpamu  JIHK

2kb —_ — —_ - — YJICHOB CEMBH ¥ TI'C€HOM
00se3Hu. Hapucyiite

Puc. 3.8. PonocnoBHas ceMbd B KOTOPOH pacHpoOCTpaHEHO JOMHUHAHTHOE COOTBETCTBYIOLHE

ayrocomHoe 3aborneBaHue U aekrpodoperpamma odpasnoB JJHK kaxmoro uiena
cembn, 00paOOTAaHHBIX PECTPUKIIMOHHBIM pepmenToM Tagl.



XPOMOCOMHBIE YYaCTKU POJUTENEH.

Pemenue:

Ucnonws3oBannsie paanoakTuBHbie JJHK-ipoOsI M03BOIMIN BBISIBUTh Ha aBTOpAIHOTpaMMeE
tpu ¢paxiuu JHK pazmepom 5, 3 u 2 k6. Bece wiensl cembu uMeroT 5-k6 ¢pparMeHT. Y nsaTH u3
LIECTH WIEHOB CEMbHU, MMEIOIIMX 3abojeBaHue, npucyrcTByroT 3 u 2-k0 JIHK-dparmenTsi,
TOTJla Kak y 3J0pPOBBIX OHU OTCYTCTBYIOT. CienoBarenbHO, 3TH ABa (parMeHTa, BEPOSITHO,
CLIETUIEHBI B LIMCIIOJIOXKEHUH C ajieneM, HecynuM 3adosneBanue. [lockonbky dparments 3 u 2
no0aBisIIOTCE K S5-KO (pparMeHTy, BEpOSTHOE IMOCTPOCHHE OTIIOBCKHUX XPOMOCOM SIBIISECTCS
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Puc. 3.9. AsTOpaauorpaMMa M peCTPUKIMOHHBIE KapThl, IOCTPOCHHBIE HAa OCHOBE aHajIM3a
anekTpodopernueckoro ¢pakuuonupoBanus ¢parmenros JHK p-rmobmHoBOro rena,
MIOJIy4EHHBIX B pe3yJbTaTe JelcTBUA pecTpukTassl Mst II.

CIIETYOIIVM:
rae D — annens, onpenensiionmii 3a0ojeBaHue, a CTPEJKAMH OTMe4YeHbI CAaWTBHI A PeCTPUMKIHOHHOIO
¢epmenTa Tagl.

Co0TBeTCTBEHHO CTPOEHNE MATEPUHCKHUX XPOMOCOM OyIeT HMeTh CJIeAyIOLuii BHI:

d 5kb
v v
d 5kb
v
Kpoccosep y china 8 5 kb
v v
D 2 kb 3 kb

3.3.6. HMcnoisb3ys cxemy aBTOPaJAMOTPpaMMbl M3 MPEAbIAYIIECH 3a1add, OTBETHTE KaKUM
00pa3oM MOXHO OOBSCHUTH CHEKTP MOCIIETHETO ChIHA?

Pemenue:

[Tocnennuii cblH Hanbosiee BEPOSTHO MPEACTABISAET KPOCCOBEP MEXKIY JIOKYCOM HECYLIUM
3a00JIeBaHME W MAapKEpPHBIM JIOKYCOM, IPOM3OLIECIINIMM B pe3yibTaTeé KpPOCCHUHIOBEpPAa B
xpomocome ¢ D u 5-k0 pparmenTamu.

3.3.7. Myrauus, BbI3bIBatolias Ooyie3Hb — ceprnoBuaHO-KiIeTouHas aHemus (CKA),
obOycinoBiieHa 3ameHoi Bcero omHoro Hykieotuaa B JIHK B-rmoOunoBoro rena. Ilpuuem, B
pe3yiabTaTe S3TOM MyTauuu mpomnagaer cailt pectpukuuu Ui depmenta Mstll, koTopsiit
MPUCYTCTBYET B HOpPMaJbHOM reHe. Kak MOXHO wHCHOnb30BaTh 3Ty HHPOPMALUIO s
KOHCYJIbTAIlUM CEMEM, IMPOKMBAKOIIMX B pallOHaX BBICOKOM KOHLEHTpAlUU 3TOM MyTalWH, HA
IpeIMeT BbISIBJIEHHUSI HOCHTeJIell JIaHHOrO HacjieICTBeHHOro 3aboneBanusi? Kakue
MOJIEKYJISIPHO-T€HETUYECKHE SKCTIEPUMEHTHI JJIs1 STOr0 HE0OXO0IMMO MPOBECTU?

Pemenue:

Myranuio B-rio0MHOBOTrO IeHa, MPUBOASILYIO K 3a00JI€BaHUI0 MOXHO JOCTaTOYHO JIETKO
BBISIBJISITh, MCIIOJIB3YS MOJIEKYJISIPHO-TEHETHYecKre Meroabl. Jlius 3Toro  HeoO0Xoaumo
uHauBuayanbHeie  00pasuel  JIHK oOpaborates pectpukrazoit Mstll. 3arem, mnosrydeHHbIS
PECTPUKLMOHHBIE (PparMeHThl MOJBEPI-HYTh 3MeKTpodopeTnyeckomMy (HpaKIUOHUPOBAHUIO B
arapo3HoM reje ¢ nocuenyromieii Cay3epH-0J0T THOpUIU3aNKeii, UCIOIb3ysd B Ka4eCTBE 30HAA
MedeHbli (pparmeHT B-rnodunosoit JJHK.

[Tockonbky B pe3ynbTare MyTauMoHHOM 3ameHbl Hykineotuaa B JIHK B-rimo6unoBoro rena
IIPOUCXOJUT NOTEPs caiTa pecTpukuuu Juist Mstll, KOTOpBIN IPUCYTCTBYET B HOPMAJIBHOM T'€HE,
TO Ha aBTopamuorpamme (puc. 3.9.) o00pasmoB, B3SATBIX Yy 3J0POBBIX JIOACH OyIyT



MIPUCYTCTBOBATh JIB€ (PpakuMM (pasmepom 1.1 u 0.2 k6), TOI/Ia Kak B 00Opaslax, B3ATHIX Y JtOJeH
CTpaJalolllMX CEPHOBUAHO-KIETOYHON aHeMuel, OyAeT MNpUCYTCTBOBAaTh JIONOJHUTENIbHAS
«rsprenas» (Hepaspesannas) Gpakmus JHK (sermunmnoit 1.3 k6).

Takum oOpa3om, Ui KOHCYJIbTAllMM CEMEH, MPOXKUBAIOIIMX B palloHaX BBICOKOI
KOHLEHTpAallMK  MYyTalluM, BbI3bIBAIOIIEH CEpHIOBUAHO-KIETOUYHYIO aHEMHUIO, Hauboiee
1enecooOpa3Ho  MCMOJIb30BaThb  MOJIEKYJSIPHO-TEHETUYECKHE  METOJbl,  BKJIIOYAOIINE
pecTpukunoHHBIM U Cay3epH-0J0T aHa/IM3, KOTOpbIE JAlOT BO3MOXHOCTH JOCTaTOYHO JIETKO
BBISIBJISITH HOCUTENIEN JAHHOTO 3a00JI€BaHUSI.

3.4. 3axaum 111 CAMOKOHTPOJISA

3.4.1. ®parment yenoBedyeckoit JIHK anuHHOM 2 ThICSUM HYKIEOTUAHBIX Map (2 Kuiao0a3bl)
MMeeT OJIUH callT pectpukuuu ais pepmenta EcoRlI.

Ckonpko ¢paxuuit IHK Oyaer npucyrcTBoBaTh Ha (poperpamMme, OKpalleHHOM 3TUIMYM
OpomMuIoM, Tiociie AekTpodopesa B arapo3nom rese odpaszua stoit JJHK, o6paborannoit EcoRI?

3.4.2. ®parment MmpimnHOW JIHK nnmHON 8 ThICAY HYKJIEOTHAHBIX MAp MMEET JBa cailTa
pectpukuuu it pepmenta Baml.

Kak Oyzmer BeIrIsaers sniekTpodoperpaMma, OKpallleHHas STHAWYM OpOMHIOM, MOcCie
anekTpodope3a B arapo3HoMm rene obOpasua stor JHK, paspezanHoil 3Toil pecTpukTazoi Ha
HEpOBHbIE YacTu?

3.4.3. KonbueBas wmonekyna muroxonapuainbHod JHK (mt/IHK) wumeer oaun cailt
pectpukuuu g pectpukrassl ECoRI.

Ckonpko ¢pakumit IHK Oyner mpucyrcTBOBaTh Ha (operpamme mocie 3iekTpodopesa B
arapo3HoM rene oopasua stoit JJHK, o6padorannoit EcoRI?

3.4.4. ®parment OakrepuanbHoit JJHK amunoit 5 kuno0a3 umeeT oAuMH CallT pecTpUKIUU
s pepmenta EcoRI u nBa caiita mist Baml.

Kak Oyzmer BeIrIsaers anekTpodoperpaMma mocie 3jiekTpodopesa B arapo3HOM Teje
obpasma stoit JIHK o6pabortannoii Tonbko EcoRI, Tosbko Baml, a Takke cmecpio 3TUX ABYX
pecTpukTas?

3.4.5. JIuneitnsiit pparment JJHK paspesaercs pepmentamu HindIIl u Smal, a 3aTem nByms
¢depmentamMmu BMecTe. B pesynpTaTe MpOBEAEHHOTO 3JeKTpodope3a B arapo3HOM rele C

MOCJIEAYIOIUM  OKpallMBaHUEM  ATHAUYM : % % OpomuoM Ha
anekrpodoperapaMme IMOJydeHAa KapTHHA, =2 O Ipe/ICTaBJICHHAas Ha pUC.
3.10. 55k

Heobxonumo [IOCTPOUTH  Skb PECTPUKIIMOHHYIO KapTy JUIs
ncxonHon monekynsl JJHK. 3kb

3.4.6. [lomyueHHyr0  BbIIE  CMECh e PECTPUKIIMOHHBIX
¢parmentoB JIHK ob6pabortanu euie oaHUM ¢depmentom — EcoR I, mpu
3TOM B CHEKTpe ucuesna ¢pakius 3 KO, HO pye. 3.10. TOSIBUJIACh HOBast -
BenmuuuHOM 1.5 k6. Kakoit Buj Oymer mMerp Ouexrpodoperpamma PECTpPUKUMOHHAs KapTa B

¢parmenTtoB JJHK.
3TOM ciryqae?

3.4.7. KoubueBas wmonekyna wmuroxonapuainbHo JHK (wtAHK) paspesana nyms

pECTpUKLMOHHBIMU (pepMeHTamMmu A u b. N Onexrpodoperpamma
MOJIy4CHHBIX  (DEPMEHTOB,  OKpaIlIeHHBIX ATHINYM OpoMHIIOM,
npejacrasieHa Ha puc. 3.11. 9

[Toctpouts CXeMaTHUHYI0 PECTPHUKIIHOHHYIO KapTy
3TUX (HParMeHTOB. 4

3.4.8. MHmeercs mocienoBaTeIbHOCTD : OYMILEHHON MOJIEKYJIbI
JHK. Ilocne oOpabGotku srtoii  JJHK bepMeHTOM EcoRI
nosy4deHsl pparmenTsl 1, 2, 3 4. KX bl U3 pue. 377, Srocpogoper-.  ICTPIPEX  (PparMeHTOB OBLI
paspezan Hidlll. B pesynpraTre (parmeHT 3 pamva dparverros milHK.  pazpes3ancs Ha JBa

cyodparmenta 3, u 3,, a pparmeHT 2 pacnancs Ha 21, 2; U 23.



[Tocne o6pabotrku wucxomuout wnenoit JAHK depmentom Hindlll mnomyueno dertsipe
¢parmenta A, b, B u I'. Korga kaxasiii u3 atux ¢pparmenton odbpadotanu EcoRI, To ¢pparment
I' paspesancs na dparmentsr 1 u 3;, A pacmenwics Ha 3, u 2; u b paspesancs na 23 u 4.
®parmeHT B okazancs naeHTHYHbIM € 2. HaprcoBatk pecTpuKINOHHYIO KapTy ncxoanou JJHK.

3.4.9. UccnepoBatensiMm  ynajaoCch  BBIICIUTh  CICHHAIBHBIA  30HA,  CIHOCOOHBIN

rUOpUAN30BaTHCS c Y4aCTKOM . MutoxoHapuansHot  JIHK
(mtAHK) 'y  m00bIXx  BHJOB  XBOWHBIX. ABTOpaanorpamMmma
ob6pasnos MTIHK pomuTenbCkux BHIOB MHXT o €BpOIIECHCKOU (E) u
o 2.3

CUOMPCKO (O), 00paboTaHHBIX St PECTPUKIIMOHHBIM
dbepMeHTOM W pe3yibTaThl  MOCJEAYIOUIEH ' CayzepH-0s10T
ruOpUIM3aIuu c WCIIOJIb30BAaHHEM PagoOaKTUBHOTO 30H]1a
npeAcTaBieHsl Ha pucyHke 3.12. cmpasa. [lpu CKpEIIMBaHUN MEXTY
NEPEBbIMM  IHMXThl E€BPONEUCKOM M IHXTHI Puc. 3.12. cuOupckoil ObLIO MOIY4YEHO

DiekrpodoperpamMma

20 MOTOMKOB. obpaznos  MTIHK
KakoBbl Oy1yT UX CIIeKTpbI Ha aBTOpaauorpamme nocie CaysepH- NUXT  €BPONEHCKOH  GIOT ruOpUAN3aLNH C MUTOXOH/PHAIIBHBIM

30HJIOM B CIIydae, KOTI/Jia MaTEPHHCKUMH JiepeBbamu cyxkuia muxra  (E) u cubupekoii (C)  epponeiickas, a mbliiblia 6panach OT THXTHI
CHOUPCKOM 1 IPH 00PaTHOM CKpPELMBaHUH?

3.4.10. Myramusi, BbI3bIBaOIIasi 00JI€3Hb — CEPIIOBUIHO-KICTOYHAsI aHEeMHUsI  00yCIIOBJICHA
3ameHol Bcero onHoro Hykieoruna B JHK p-rnobunoBoro rena. B pesynabrare 3TOM
MYTallMOHHOW 3aMeHbl ojgHoro Hykineotuaa B JIHK B-rimoGuMHOBOro reHa mpoucxoguT MOTEps
LEHTPAIBHOTO CaiTa pecTpuKUuH s Mstll, KOTOpsli NPHUCYTCTBYET B HOPMAJIbHOM TI€HE.
PecTpukiuonHast kapta HOPMaJIBHOTO [-rIIOOMHOBOTO IreHa ¢ YKa3aHHEM MECTOPACIIONIOKEHHS

CalTOB PECTPUKIIMU IIPEACTABIICHA HUXKE.
10,2 kby 1,1 kb ,

A
Mst IT Mst IT Mst 1T

Kak Oymyr BeIrasgers Ha  anekTtpodoperpamme mocine  Cay3epH-OJIOT — aHaiIHM3a
anekrpodoperndeckue crnektpsl JIHK [B-rmo6uHoBoro rexHa y 3a0poBbix Jrogeil (A) u y
reTepO3UTOTHBIX HOCUTENEH 3a00JIeBaHNs CEPIOBUIHO-KIIETOU-Hast aHeMuUsI (S)?

3.4.11. OnHa u3 myTanuii, BeI3bIBatoLas 00je3Hb KUCTO3HBIN (uodpo3 (KD), obycnosiena
3aMEHOM Bcero ojaHoro Hykjaeotunaa. [Ipuuem, B pe3ynapTare 3TONH MyTalMM NpPONATAeT CAWT
pectpukunn A EcoRI, xoropslii nmpucyrctByer B HOopMe. Kak MOHO HMCHOJIB30BaTh 3Ty
nH(pOpPMaLIUIO A KOHCYJIbTAllMM CEMbU Ha MpPEIMET TOro SBJISIOTCA JIM OHM HOCUTENISIMU
JAHHOTO HAacJIeJICTBEHHOro 3abojeBaHus? Kakue MOJEKyIspHO-I€HETHMYECKUE 3KCIIEPUMEHTHI
JUI 3TOTO HEOOXO0IMMO MPOBECTH?

3.4.12. B xoze mpoBEIEHHOTO MOJICKYJISIPHO-TEHETUUECKOTO aHalii3a C MCIOJIh30BaHUEM
cnenuanbHoro JIHK-3onga Ha kucro3uelii ¢udbpo3z u CayzepH-O010T rulpuamszanuu ObLIO
YCTaHOBJIEHO, YTO EHIIMHA B ceMbe U3 331a4u 3.4.11 sgBiseTcs HocuTeneM 3Toro 3a00eBaHusl.
Oma BBIIIUIA 3aMYX 32 HEPOJACTBEHHOTO MYXUHHY, SIBJISIFOIIETOCS TakKe TreTepo3uroTHoi no K,
HO OH SIBJISIETCSI HOCUTEJIEM JPYroil MyTalllH B 3TOM K€ I'€HE.

OneHute pPHUCK POXIEHUS Yy OTOM CEeMEWHOW maphl JCTEH, CTPafarouuX KHUCTO3HBIM
¢bubpozom.

3.4.13. Cynpyxeckas mapa umeeT 3X jAerell O0JbHBIX KUCTO3HBIM (ubpozom (Kd). Ux
CTapUINil CbIH JKEHUJICS Ha CBOEH TPOIOpOoHOM cecTpe. OH MpoBeENl MOJIEKYIISIPHOE TECTUPOBAHUE
C LEJNbI0 YCTAaHOBUTH BEPOSTHOCTH 3a00JI€BaHMsA KUCTO3HBIM (GuOpo3oM cBoux gereid. Tpu
cnenuanbHbiX JIHKOBBIX 30HIA TECHO CHEIJICHHBIX C T€HOM, OMPEICISIONIUM 3a00JieBaHUE
¢ubpo30M, ObLIU KCIIOJIB30BAHBI JUIsI MOJIEKYJISIPHOTO aHaJn3a F'€HOTHUIIOB Y YICHOB €r0 CEMbH.

[Tomyuennas
DTC’ aBTOpaJHOrpaMMa
i ‘ i ﬁ é i | 31eKTpo(POpe3UpOBaHHOII
| | JHK y YJIEHOB
Jomz 1 e e e - HCCIIEIOBAHHOM CEMbH
Somn 2 e e e e e = IpPEJCTaBlICHa Ha PHCYHKE
- T ——— 3.13.
3oHpa 3 —

Puc. 3.13. Dnexrpodoperpamma obpasuos JJHK ¢ momp3oBaHmeM Tpex 30HIOB
CHEIUVICHHBIX C TEHOM, OIpENIeIIIONMM 3a0oJieBaHNe KUCTO3HBINH (HuOpo3 y
pOAMTENBCKOM Tapbl U 7 uX Jereil. UepHBIM OTMEUEHBI JIETH, MMEIOLINEe TaHHOe
RaBoneragye.
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SBnserca M CTapIMid ChIH B 3TOM CEMbE HOPMAJIbHOM TI'OMO3UIOTOM WM HOCHUTEIEM
3a0oJieBaHUs?

3.4.14. Vcxoas u3 mpeacTaBleHHON aBTOpaguorpaMmsel anekrpodopesu-posanHoit JJHK y
YJIEHOB HCCIIEJJOBAaHHOM CEMbM M3 NpEIblAylled 3aJaud, OINpeAeNuTe SBJSIOTCS JIU
HOPMaJIbHBIMU TOMO3UTOTaMU WJIM HOCUTEJSIMU JIBa €0 HOpMaJIbHBIX Oparta u cecTpa.

3.4.15. Ucnonb3ys mpezacTaBieHHYIO B 3aj1aue 3.4.13 aBropaguorpamMmy yKaKuTe, KTO U3
poauTeneil B ATOM CeMbe SBJIAETCS HOCUTENEM ajliessi Hecyllero 3a0oJjieBaHUE KHCTO3HBIM
¢bubpos?

3.4.16. MyxxunHa, cTpaJaroniuii JOMHHAHTHBIM HACJIEACTBEHHBIM 3a00JIeBaHUEM, OOJIE3HBIO
XaHTHHITOHA HMMEET JBOMX B3pOCIBIX JeTed. Ero netm omacasch, 4To MOIYT OKa3aTbCs
HOCHUTEJIIMU HACJEICTBEHHOr0 3a00JIEBAHUS, PELININ IPOBECTU MOJIEKYJIIPHO-T€HETHUECKYIO
JUAarHOCTUKY POJUTENEH, a TakKe CyNpyroB M 3MOPHOHOB CBOMX Oyaymux nereil. B To xe
BpeMs, caMU OT TakOM JAMAarHOCTUKM oOTKa3aiuch. Cay3epH-OJOT aHaIu3  BBISBUI
JBYXaJUICNIbHYIO cucTeMy (C amtenbHbiMu ¢parmeHTamu B 4.9 k0 unu 3.7 u 1.2 k6) mo JIHK-

Mapkepy, KOTOPBIN
Puc. 3.14. PogocnoBHast ceMbH TpeX IOKOIEHHMH, B KOTOPOH PpacIpOCTPAHEHO moKazpiBaeT 4 HpOLEHTa
3a0oneBaHne Xopest XaHTUHITOHa M 3iekTpodoperpamma crekrpos JTHK 6
HCCIIe/I0BaHHBIX 4IEHOB ceMbH 1ocie Cay3epH-010T aHanusa PCKOMOHHAHTOB ¢

0one3Hpt0  XaHTUHITOHA.
PonocnoBHast 3701 cembu ¢ pe3yiabTaTamMu MpoBeieHHOro Cay3epH-0JI0T aHanM3a IpeIcTaBIeHa
Ha pucyHke 3.14. Jlng xaxaoro w3 ABYX NPOAHAIU3MPOBAHHBIX AMOPHUOHAIBHBIX 0OpPas3IloB,
BBIYMCIIUTE IIAHC, YTO 3apO/bIIIN YHACIEAYIOT aJljieNlb, CLEIJICHHBIN ¢ 00JIe3HbI0 XaHTUHITOHA.

3.4.17. Onna w3 MyTaluid, BHI3BIBAIOIIAS CIICTUICHHOE C TIOJIOM PEIECCUBHOE 3a00JIeBaHne
remounuss A, XapakTepu3ylolleecss HECBEPThIBAEMOCTbIO KpOBU H3-3a JAeduuuTta OeIKOBOIrO
¢dakropa xoarynsuuu VIII, oOycnoBieHa 3aMeHON Bcero oJHOro Hykieotuaa. B pesynbrare
3TOW MyTaluuu BO (parMeHTe reHa, BeauuuHoM 1165 H m, BkIowaromem 5k30HbI 17 u 18
MOSIBJISIETCSL CalT PEeCTpUKUMU JUIsl pecTpuktassl Bcell, kotopslit oTcyrcTByeTr B HOpme. Ota
pecTpuKTasza paspe3aer (pparMeHT Ha J[B€ yacTd, paBHbIe 879 H m U 286 H I, COOTBETCTBEHHO.
Kak Oynyr Beimmsaerp Ha anektpodoperpamme mnocie Cay3epH-OJ0T aHamm3a CIEKTPHI
¢parmenta JJHK, Brurouaromiero sx3oubl 17 u 18 B rene gaxropa VIII y 310poBbIX nroned,
reTepO3UTOTHBIX HOCUTENEH U O0IbHBIX reModuiueiit A?

3.4.18. Ha pucynke 3.15. mpencraBieHa poAOCIOBHAs CEMbU TPEX MOKOJEHUN B KOTOPOM
pacnpocTpaHeHa  HacjleJICTBEHHas  Oojie3Hp  remouiuus A,  XapakTepusyrolleecs
HECBEPTHIBAEMOCTBHIO  KpOBU u3-3a geguuura OEIKOBOrO
¢akropa koarymsuuu  VIIL MonexkyispHbIE TEHETUKH Y
BCEX UWICHOB J/JAaHHOW CEMbH MIPOBEITHN Cay3zepH-0s10T
aHanu3  (parMeHTta  reHa ¢akropa VIII, BenuuuHOM
1165 H® 1, BKIIOYAIOMMI 9K30HBI 17 u 18,
00paboTaHHBIM pecTpUKTa3ol Pue3. 15, Ponocnosmas cemsn tpex Bell.  Ora  pecrpukrasa
pwspesaer  wyrammmwii S SOOPOL DROIINC parent na e wacTn,
paBHble 879 H M W 286 H T. UYepnmiv usetom mnokasamsl wiemsl cembn, KaK OYIyT BBITJISACTh Ha
snekTpodoperpaMMe  Hocjie  CTPAARIONIIC JaHHbIM 33607eBaNKEM, CaysepH-0510T aHaJn3a
CHEKTPBI JaHHOTO (parMeHTa JHK, B rene ¢akropa VIII
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Puc. 3.17. PonocnoBHasi BEHECY/IbCKOH ceMbU C 001e3HbI0 XaHTHHITOHA. YepHbIM
L[BETOM IIOKa3aHbl WICHBI CEMbH, cTpajaromue bX, 3HaUKM 4YICHOB CEMbH, He
JIO’KMBILIUX [0 00CIEI0BAaHUS, 3aUCPKHYTHI.

y BCEX YIECHOB CEMbH M3 POJIOCIOBHOM, IPEICTaBIIEHHON HA pucyHKe 3.15.7

..................................................................... 3omn G8

| 17.5 I37|1.2I 2.3 | 8.4 |
I T T T T | JIHK A tuna
I 17.5 i 4.9 i 2.3 i 8.4 |
I i i i i JIHK B tuna
I 15.0 i 3.7 i 12| 2.3 i 8.4 |
I i i i i 1 JIHK C tuna
| 15.0 i 4.9 ; 23, 8.4 |
I 1 1 1 1 JIHK D tuna

Puc. 3.16. Pecrpuximonnsie kaptbl (urs HindIll) werbipex tumoB JIHK, criocoOHBIX
rudpuan3oBaThes ¢ 30H10M GS.

3.5. 3a1a4u MOBBLILMIEHHON CJI0KHOCTH

3.5.1. bone3np Xantunrrona (bX) siBisieTcst ayToCOMHO-0MUHAHTHBIM 3a00JI€BaHUEM, TPU
KOTOpPOM IPOUCXOJUT HEHpPOJEreHepaTUBHOE pPACCTPONCT-BO, MPHUBOJALIEE K JIETAIBHOMY
ucxony. IlockonbKy YeTKue CHUMITOMBI 3TOi OO0JI€3HM HAUYMHAIOT MPOSIBIATHCS TOJIBKO B
Bo3pacTe 0kojo 40 jeT, NoTeHIMalIbHble OOJIbHbIE K ATOMY CPOKY OOBIUHO yXK€ UMEIOT JETEeH,
4acThb U3 KOTOPBIX HAacleQyeT 3TO 3a00JjieBaHUE. YCTaHOBUTH JUArHo3 0oJie3Hn XaHTHUHITOHA B
Bo3pacte 10 40 neT paHbllle HE NPEACTABIISUIOCh BO3MOXHBIM. OJHAKO B MOCJIEIHUE TOIbI
yueHble CyMeNIu HaWTH u ckoHcTpyupoBaTh cneuuanbHblii JIHK-30u1 (G8), mozBosstomimii
BBIBIIATH nosiuMopdusm (terpamopdusm) JIHK, cBs3aHHbIN ¢ 607€3HBI0 XaHTUHITOHA. 30H]
G8 u uersipe THma (parmentoB JHK, koTOpble OH MMO3BOJSET ONPECIHUTH IMOCPEIACTBOM
CayzepH-0JI0T THOpUIU3AINH, TIPEICTABIECHBI Ha puCcyHKE 3.16.

KakoBeiMu OyayT 31eKTpoQOpeTHUecKre CHEKTphl pecTpUKUUOHHBIX (pparmentoB JIHK,
obpabotannsix HindIll, mocme Cay3zepH-0sioT THOpUIM3AMK Yy JIOJEH, WMEIOIINX
romo3urotHeie AA, BB, CC, DD u rereposurotasiec AB, AC, AD, BC, BD u CD renotunsi?
Bce 11 onu OynyT paznuyarbes MEXIy co00it?

3.5.2. Ha pucynke 3.17. mnpencraBiieHa pOJOCIOBHAsS CEMH TOKOJEHUW WICHOB
BEHECYNIHCKOU CEMBbHU, B KOTOPOU pacmpocTpaHeHa 00Jjie3Hb XaHTUHTTOHA. UseHbl ceMbU OBLITH
oOcienoBaHbl Ha MpeIMET BbBISBIEHUS TE€HOTHUIIOB (CM. 3aaauyy 3.5.1) ueTbIpexaysiesibHON
cuctembl (pparmentoB JIHK, rubpummmsyromuxcs ¢ 3oHa0M G8. PesympTaThl oOcnmemoBaHus
MIOKa3aHbl Ha POJOCIOBHOM, I/Ie YEPHBIM I[BETOM IIOKa3aHbI 4ieHbl ceMbH, cTpafaromue bX, a
3HAYKU YWICHOB CEMbH, HE JOKUBIINX 10 00CIe10BaHUS, 3aUEPKHYTHI.

Kakue BbIBO/BI MOKHO CH€NaTh, aHAIM3UPYS 3Ty POJOCIOBHYIO HA MPEIMET CBS3H THIIOB
JHK, rubpummsyrommxcst ¢ G8 u Oone3Hplo XaHTHHTTOHA. VHBIMU cloBamMHu, C KaKUMU
reHotunamu 1 ayuensamu JJHK-mapkepa csizana 60s1e3Hbp XaHTUHITOHA B 3TOU ceMbe?

3.5.3. Kakum 06pazoM MOKHO 00bACHUTH Hannuue reHoturna AC y 310poBOM KEHIUHBI B
mectoM nokoJieHuu (VI-5) BeHecyanbCcKoi ceMbu, NpeAcTaBieHHON Ha pucyHke 3.17.7

3.5.4. Vcxons U3 NpUBEACHHBIX BBIIIE JAHHBIX 110 BEHECYIbCKOM cembe (puc. 3.10), uto
MOXHO cka3aTh o crteneHu cuemienus JIHK-mapkepa ¢ renom, oOyciaBiuBaromumM 00JIE3Hb



XaHTUHTTOHA.

3.5.5. Kak moryr mpuBeicHHBIE B NPEABIAYIIMX 3aJa4ax JaHHbIC IIOMOYb B BBISBICHUH
MEXaHHU3MOB, 00YCIJIaBIMBAIOLINX TEPBONPUYNHBI 001€3HN XaHTUHITOHA?

3.5.6. Cpeau 4iieHOB OJHOM CEMbU B HECKOJIBKMX TIOKOJICHHSIX HAOIIOJaeTCs 3a00JIeBaHUE
M0JT Ha3BaHWEM HACJEACTBEHHAs ONTHYecKas Heiporatus JleGepa, mpu KOTOpOH y ueIoBeKa
HapyllaeTcs LIEHTpaJIbHOE 3peHue ¢ coxpaHeHueM nepudepuyeckoro. Hmwke na pucynke 3.18.
Ipe/IcCTaBlIeHa POJOCIOBHAsI TPeX IOKOJEHUH U 3eKTpodoperpaMMa pe3ylbTaToB aHalln3a
kopoTkux pparmentoB MT-JAHK mmuno#t 212 HykneoTuaHbIX map, 00paboTaHHas pecTpUKTa30M
Sfal y kaxmoro u3 19 4neHOB JaHHOU CEMbH.

KakoB xapakrtep HacieoBaHHMsI M TIJ/I€ DPACIOJOXKEH TI'eH, OTBETCTBEHHbIM 3a JAaHHOE
HacJIeICTBEHHOE 3a00s1eBaHue?

3.5.7. Hcxons w3 MOJIEKYJIIpHO TI'E€HETHMYECKHUX JIaHHBIX aHajiu3a (QparMeHToB
mutoxorapuanbHoit JIHK MoxHO 71 cka3aTh, KakuM OOpa3oM PECTPHUKIIMOHHBIC CIEKTPHI,
npe/icTaBiIeHHbIE HA pucyHKe 3.18, cBs3aHbl ¢ 3a00JieBaHMEM onThyeckas Helponartus JleGepa u
KaKOB MEXaHU3M BO3HHUKHOBEHHUS JE(PEKTHOTO (MyTaHTHOTO) ayuiens?

212un - - - - —_- - - = =

117un| — - - - - - - - - =

95un| — - - - - - - - = =

Puc. 3.18. PonociioBHast ceMbH TpeX IMOKOJIEHHH B KOTOPOH pacipocTpaHeHa 0oJe3Hb
HaclIe/ICTBEHHAs oNTHYecKas Heliponatus JleOGepa u anekrpodoperpamma pe3ylibTaToB
aHanm3a KopoTkux ¢parmeHtoB MT-JIHK YepHbIM IBeTOM MHOKa3aHBI YICHBI CEMBH,
CTpajaloliye JaHHBIM 3a001eBaHHEM.

3.5.8. Kakum 00pa3oM MOXHO OOBSICHUTH TOT (PAKT, YTO YETBEPThI U JECATHII
MPECTaBUTENN M3 POJOCIOBHOM Ha pHUCYHKE 3.18 SBISIOTCS 310pPOBBIMH, XOTS MMEIOT
anekTpodopernuecknii cnektp pparmenta MT-JIHK cocrosimmii n3 nByx dpakiuii XxapakTepHbIX
TOJIBKO JUIs NIPEACTaBUTENIEH HECYIIUX HACIIEICTBEHHOE 3a00JIeBaHMeE.
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3AHSATHUE 4

TEMA: mjia3Mu/iHble BEKTOPAa — ClielHaJIbHbIe YCTPOMCTBA [IJISl IOCTABKU U
KJIOHMPOBAHUS YYKEPOAHBIX T€HOB

LEJb 3AHATHSA: O3HaKOMHUTBCA € MPOCTEHIIUMHU BEKTOPaMH, CKOHCTPYHPOBAHHBIMU HA
OCHOBE IJIa3MH], OCBOUTH MeTOAbI BBe/IeHUs U KIOHNpoBaHus yyxepoanbix JHK c
MOMOII IO IJIA3MHUJAHBIX BEKTOPOB HA NMPUMepe pelieHus THIOBLIX 3a1a4

1. TeopeTnueckast 4acThb
C nomo1ipto hepMEHTOB PeCTPUKTA3 U JIMIa3 KCCIIeI0BaTEIN HAyYWINCh KOHCTPYUPOBATh
pa3HOOOpa3HbIE IO CBOMM COCTAaBHBIM YacTsM rudpuanbie (pekomoumnantubie) JTHK, myrém

CIIMBKHU ()parMeHTOB pa3HbIX BUJIOB in Vitro.
Ho xax monmy4eHHbIM THOPHIHBIM I'€HaM IIONAcTh B KJIETKY U Ha4aTh TaM “paboTaTh’ — MIPOU3BOJNUTH OETIKH?

JUis 1OCTaBKU UYKEPOJHBIX I'€HOB B Pa3IMUHbIE OPraHU3Mbl Y4EHbIE CTAIU MPUMEHATH
cCrienuagbHbIE YCTPOMCTBA, TaK Ha3bIiBaeMble BekTopa. BekTop — 310 Monekyna JIHK, cocoGnas
CaMOCTOSITE/IbHO PeIIMIUPOBAThLCA B KIETKAaX Pa3JIMYHBIX OPraHU3MOB U o0Oecrne4nBaTh
pa3MHoKXeHUe (KJOHHPOBaHMe) U PabOTy (IKCHPECCUI0) BCTPOCHHOTO B HEE HMCKYCCTBEHHO
KaKoro-1u00 reHa. B aHrnumiickoil nmureparype BEKTOp 4acTo 0Oo03Hawaercs cioBoMm vehicle —
ITIOBO3Ka.

WneanbHbIMM BEKTOPHBIMH MOJIEKYJaMH, CO3JaHHBIMM CaMOl NpUPOJON, OKa3aluCh
IIasMUAbI, TpeACTaBisgomMe coboii  Hebombimue  KoJbleBble MoJekyabl JIHK,
CaMOCTOSITEJIPHO JKUBYIIME B IUTOIUIa3Me Oaktepuid. [lmazmuael crmocoOHBI K aBTOHOMHOM
peruIMKanuy, 00JIaJaloT reHAMHM YCTOMYMBOCTH K Pa3IMYHBIM aHTUOMOTUKAM, YTO MO3BOJISET
JIETKO OOHApYKUTh UX MPUCYTCTBHE B KIIETKaX, IJIA3MHJIbI MOTYT BHEIPATHCS B XPOMOCOMY
KJIETKU XO035MHa, a Takke umeroT ydactku JIHK (caiiTel pectpukumu) Juisi AeMcTBUS psla
pecTpukTas. DTO O3HauyaeT, YTO KaxJas Takas pEeCTpUKTa3a MOXKET pa3pe3aTh KOJbIO
masmuaaor JJHK u nepeBoauth €€ B nuHElHOE cocTosaHue. [locne yero MMHerHyo mia3MumLy
MOXHO JIETKO coeauHuTh ¢ (parmentom JIHK npyroro Buaa ¢ MOAXOISAIIMMHU JTUIKUMH
KOHLIAMHU.

[lepBbIM yCHEHIHBIM BEKTOPOM-IIOBO3KOM, KOTOPBIM HadaJld MCIOJIb30BaTh B T€HHOU
WH)KEeHepuH, crana KojbleBas miazmMuna pSC101. OnHa HeceT TOMBKO OJIMH YYaCTOK
pacimenjieHusi (CaT pecTpukuMu) pectpukrazoi EcoR1 um mpeBpamaercs mon aeiicTBueM
3TOTO (hepMEeHTa U3 KOJBIEBOW B JMHEHHYIO MOJIEKYYy, KOHIIBI KOTOPOH MOTYT «CIUTIATHCS
Mexay coboil unu ¢ mobbsiMu pparmentamu apyroi JIHK, nmonydyenHbiMu non aeicTBueM Toi
xKe pecTpukTasbl. Kpome Toro, oHa HeceT reH YCTOMYMBOCTU K aHTUOMOTUKY TETPALMKIMHY, a
3HAYUT JIETKO OOHAPYKUBAETCS B OaKTEpUAX, €CIIM UX PACTUTh Ha CPEJE C ITUM aHTUOUOTHKOM.
Bce st cBoiictBa pSC101 u ObuM MCHOJIB30BaHBI JUIsl CO3JIaHUS U KJIOHHPOBAHUS IIEPBBIX
rudpuanbix (pexomOuHaHTHBIX) JJHK, xotopsie Obuin Obl (QYyHKIIMOHAIBHO AKTHBHBIMHU, TO
€CTb MOIJIM Obl CTaOWJIBHO CYIIECTBOBaTh B KIETKE U HAAEHATh (TpaHcGopMHMpoOBaTh) e
HOBBIMU IpU3HAKaMU. JTanbl BBeAeHUs Qparmenta uy:xkepoanoi JHK B miasMuaHblii BEKTOP
pSC101 ¢ momomisto pectpukrassl ECoOR1 cxemarndecku mokasansl Ha puc. 1.



[To Mepe pa3BuTUs METOJOB TE€HHOW WHXEHEPUU
COBCPHICHCTBOBAJIUCh M INIa3MHUIHBIC BCKTOpPA. ]_HI/IPOKOC
pacnpocTpaneHue mnoiydwia miaasmuaa pBR322. YV Hee
0O0JIbIIIE YYACTKOB, Pa3pe3aeMbIX Pa3IMUYHBIMU PECTPUKTA-
3aMH, CJIEJIOBAaTElIbHO, C HEW MOXKHO «CHIMBATh» CaMbIe

EcoRI JTHK

a) EcoRI EcoRI
Puc. 2. Bextop pBR322, cxema pacnoyioxeHus
®parment JTHK caiitoB pectpukimu. Ap' u Tc' — rensl
yCTOﬁqHBOCTM K aMl_II/IL[I/[J'IJ'lI/[Hy u

AATT AATT SRR

puC1s 523885888 pasubie ¢parmentsl JJHK.
== 1T Bonee toro, y pBR322 ne
OJIH, a J[Ba MapKepa s
ceJIeKIUu Ha Oak-
TCPHUAIIBHBIX cpeaax:

MOMHUMO TETpAIMKINHA 3Ta
IUIa3MHUJIa  KOIHMPYET elle
YCTONYHMBOCTD K
aMmuunwuMHy  (puc.  2).

Paspe3anune BekTOpa M

Puc. “y""‘il?r?‘ﬁ‘“ﬁi‘f;}( anTHOM Monekynsl JIHK B mumasmuiHelii BekTOp

pSC J“ , 00pa3yIoLel «IHIIKHE» KOHIBL: a)—pa3pe3aHue Ecou omua w3 3TUX T'E€HOB
\4 .

MOJI¢ Tpancopvanus Gaxrepuii IHHE (PPArMEHTOB C (JIMIKUMH» KOHLAMH; 0) — (HaHpI/IMCp, T'eH

ruop 1rasoit pparmentos JJHK. o
| YCTOMUMBOCTH K  TET-

) | pammkmmy)  paspesath
e - ONPENCIICHHOW PECTPUKTA30M, TO INPU BCTPAUBAHUU B ITO
Il H Mecto (parmenta uy:kepoanoit [IHK mnemoctHocTh TeHa

Tonybie Bemte Hapyllaercs M OIpeleNseMbli UM HIpHU3HAK Hcuye3aeT. OTO

_pympor TIO3BOJIACT  JICTKO oTOMpaTh  TUOPUAHBIC  IUIA3MUBI,

crelMaJbHbIM 00pa3oM BBeJAéHHble B OakTepuaibHbIE

’ KJIETKM KUUIIEYHOHN manouku E. coli mpu MOMEIIEHUU HX Ha

, U TBEPAYI0  NUTATEIbHYIO  Cpely C  aHTHOMOTHKaMH
ampr’ & aMIIMIWIMHOM M TETPAUMKIMHOM M Ha Cpeay TOJIBKO C
e e amnuiuuinHOM. TpaHcdopmupoBannbie Oaktepuu E. coli,
T.€. coJepxaliyue TMOpHIHbIe MIa3MUJbl, PacTyT Ha Cpele ¢

aMIOUIWIMHOM, HO HE pacTyT Ha cpeie C JBYMS aHTUOMOTHKAMH, IOTOMY UTO T€H

TETPALMKIMHOBON YCTOMUMBOCTH B IUIa3MHJIe HOBPEXKIAEH BCTaBKOM. CeNeKTUBHBIA pOCT

MI03BOJISIET OTOMPATh U BhIPALIUBATh TOJIBKO KJIETKH, cojepkalue ruopuaasie Mosekyinl JJHK.

MHorue TroJbpl YCHEIIHO NPUMEHSETCS elle OJWH KIacC IUIa3MHUJIHBIX BEKTOPOB,
otHocsmuxcs K Tuny pUC. Ha pucyHke cneBa mpejcTaBieHa CXeMa MCIO0JIb30BAHUS MIa3MU bl
pUC18. V o510l mna3Mujbpl BeNMYUHOW 2,7 KO CEJNIEKIIMOHHBIM MapKEpPOM SBISIETCS TI'EH

PE3UCTEHTHOCTH K aMIUIMUIHHY (amp'). KpoMe Toro, umeeTcst KpaiiHe HHTEpECHBIH ren lacZ, B

KOTOPOM PACIIOJIOKEH MOJHJINHKEP WIH YYACTOK MHOKECTBEHHOI'0 KJIOHMPOBAHMS JUIMHOU

okosio 200 H.m., conepxkamumii 10 caiiToB pectpukuuu. B pe3ynbraTe MHcepuMu (BCTaBKH)

gyxepoanoin JJHK B monmmnumuakep Hapymaercs pabora reHa lacZ B miasmuae. Kononum

OakTepuil cojaepKaniue HOPMAJIbHBIA W TOBPEXKACHHBIM BCTABKOW T€HBI JIETKO Pa3IMYalOTCA

eclii IOMECTUTh KJeTKu B vamku [lerpu Ha cpeny conepxamyto cyderpar X-Gal, koTopsiit

pacmemsiercs (pepmeHToM P-ramak-to3uaazoi (mpoaykr reHa lacZ), ¢ oOpasoBaHueM

HEpAacTBOPUMOTIO OCajKa CHHe-roiyooro 1sera. Eciau oO6pa3zoBanuch KOJIOHUH, OKpPalleHHbIE B

CHHHMH LBeT, 3HAYUT, B 3TUX OaKTepHabHBIX KIETKaX IUIa3MHUIbl HE COAEpXkKaT BCTABKU

gyxepoanoir JIHK. B Toxe Bpemsi OakrepuasibHble KJIETKU, KOTOPbIE COJIEPKAT IJIA3MUJBI CO

ampR’



Bctpoennoit JIHK, oOpa3yroT HeokparieHHble KOJoHHMH. CleaoBaTeNbHO, JOCTATOYHO JIHIIb
B3IJIIHYTh Ha TpaHCc(OpMHUpOBaHHbIE OaKTepUaIbHbIE KIETKA U MOYKHO C YBEPEHHOCTBIO CKa3aTh
YCIIELIHO JIK IPOILIO KIOHHUpOBaHUE BCeTaBieHHOW B miazmuay pUCI8 uyxkeponnoit JIHK mnu
HeT. [loaToMy rensl mogo0HbIe lacZ nosydnnu Ha3BaHUE penoOPTEePHbIX.

[ToMrMO TUIa3MUI B Ka4eCTBE BEKTOPOB CTAJIM YCIEIIHO MCIIOJIB30BaTh (paru U BHPYCHI.
[Tozxe ObLIM cO3aHBI KOCMUABI — OCOOBIN THUIT BEKTOPOB, COUETAIOLIUX CBOMCTBA IIa3MUAbI U
¢ara.

Takum o0OpazomM, mocienoBarenbHa Oblla CO3JaHa OCHOBHAsl TPUAAA IJIEMEHTOB TEXHUKH
FeHHOW WH)KEHEPHUH: BBIJCIIEHUE T'€HOB, «CIIMBAaHME» HMX C BEKTOPOM, JIOCTaBKa TMOpPUIHOMN
CTPYKTYpbl B KOHKPETHBIN (pelUNHEeHTHbIA) OPraHu3M, I'JI€ OHA CMOYKET Pa3MHOMXATbCS M
HAacJIeA0BaThCs B IOTOMCTBE.

2. Ki1roueBblie cj10Ba U NOHATUSA

PECTPHUKTAa3bI U JINTa3bl MapKep JJIS CeJIeKIUH

BEKTOp pUC18

IIA3MUABI lacZ

Ko/IbLeBbIe MoseKyJbl JHK MOJHIHHKED

gyxepogHas JHK Y4acTOK MHOKeCTBEHHOro
CaMOCTOSITEJIbHASN PeIIMKAIAS KJIOHHPOBAHUS

KJIOHMPOBaHHE X-Gal

JKCHpeccHst B-ramakrosnaaza

TeHbI YCTOHYHBOCTH darn

Tpanchopmanus BHPYCBI

YYaCTOK pacuieneHust KOCMH/IbI

CaliT peCTPUKIHH PeUUNUAEHTHBIN OPraHu3M

pSC101 TpaHC(hOPMHPOBAHHBIE OPraHHU3MBI
pBR322 penoprepHbie reHbl

3. IlpuMepsI pelieHUs 3a1a4

3.1. KoumbueBas mnazmuga pSC10l HeceT TOJIBKO OOUH YYacTOK pacllEIUICHUS
pectpukrtazoii EcoR1. Kakoii n3 npusenénnsix Huxe ¢parmentoB JIHK MoXHO BCTpouTh B

TAHHYIO TIa3sMuay?
:-L&ﬂ TAATTHAI'ATI TAAIT AATAFTFTFAATTL}A%A-}‘
3-ITHTTAATTHTALATTULITTATHALIALITTAAT TI'T-3

$-HITTAITHUTT AATTAATTHAATAITETLAATIHALATE3.

3 -ITAATLULITALITTAATTULI TTATHALIAIITTAT T TALL-S

Pemenue:

Hockoabky miaazmuaa pSC101 HeceT oAuUH y4yacTOK paculervieHusi pectpukra3oii EcoR1, To B Heé
MO’KHO BCTPOUTH TOIbKO TOT pparment JHK, koTopblii Tak:ke MOxkKeT ObITH pa3pe3an pecTpukra3oi EcoRl1.
IMo3TomMy u3 ABYX ¢parmentos aAsyxuenodeuHoi JTHK, npuBenénnsix Boime, B miuasmuay pSC101 moxHO
BCTPOMTH JIMIIb MEePBBIid, TAK KaK TOJbKO OH COEP:KHT y4acTku pa3pe3anusi 1isi EcoR1. Cxematnuecku
3Tanbl BCTpanBaHus yuacTka yy:xkepoanoii JTHK u3o0paxeHbl Ha pucyHke:

Ha nepBom 3tane EcoR I pa3pe3aer no caiitam pectpukuuu miasmuay u nepsyw mogexkyiay JHK c

EcoRI
Yyxeponnas JHK
EcoRI EcoRI

5 I -AATTLATATI TAATTIIAATAT TI TT-AATTLALIA-3'
3 TTLUTTAA-TTUTAOATTLLI TTATHALIALITTAA-TTI'T-5'

®parment uyxepoanoit JJHK ¢
JIMIKAMH KOHIIaMH

JIuneiinas monekyna
AATT TUIa3MM/IbI C JIMITKUMHU
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oopazoBanuem ¢parmentoB JHK ¢ aunkumm konmamu. Ha BTOpoM 3Tame mpoucXOOUT TUOPHIAM3ALUSA
JUHEHHOW MOJIeKyJbl IUIa3MuAbl M ¢Qparmenta uyxepoaHoii JIHK ¢ mociaenyrommm obpasoBanuem
KOJIbLIEBOIi MOJIEKYJ/IbI BEKTOPA €O BCTPOEHHBIM y4yacTkoM uy:keponHoii JIHK u cimmBaHue ux npu moMouru
(¢epMenTa urasni.

3.2. [Ipu nomoutu pectpukrassl Pst I momyuen gpparment apyxuenodeunoit JJHK ¢ munkumu
KOHLIaMU. MOXHO JI1 BCTPOUTH JaHHbIN QparmeHT B mnazmuny pBR322? Kak noarsepauts, 4to
¢parmenT uyxxeponnoit JJHK Bctpoen B mnazmuay pBR322?

Pemenue:

Haunbiit parment JJHK moxxHo Berpouts B miasmuny pBR322, mockonpky oHa HeceT
y4acTOK pacuierieHus pectpukrazoit Pst 1. Ilpomecc  BcTaBku (parMeHTa B IUTa3MUIY
AQHAJIOTMYEH TaKOBOMY B MPEIBIAYILEH 3a1a4e.

Ha nepBom srtame moxa neiictBueM pecTpukrasbl Pst I, y3Haromiedl mociegoBaTelbHOCTh
LTTLIAT, IOJYy4aroT JIMHEWHYIO MOJIEKYJY IIa3MH/IbI C JIMIIKUMU KOHIIAMMU:

Ha BTOpom 3Tane npoucxoaut rubpuau3anus JUHEHHOW MOJIEKYJIbI TUTa3-MU/IbI C

¢parmentom JJHK ¢ nocnenyromum cuivBanueM GpepMEeHTOM JIUra3oi:

Tak kak calit pectpukuuu aias Pst I Haxoautcs B reHe YyCTOMYMBOCTH (PE3UCTEHTHOCTH) K
aMIMIWIIMHY, TO mpu BcTaBke uyxkepomHoit [IHK mo mecry paspeza Oymer HapymieHa
1enoctHocTh reHa Ap. COOTBETCTBEHHO HMCUE3HET MpPU3HAK YCTOWYMBOCTH K aMIIMUIUJUIMHY,
KOJIMPYEeMbI JTaHHBIM TeHoM. Jlyis Toro, 4toObl moATBepAuTh Haimuue uyxkepoanou JIHK,
TUOPUAHYIO IUIa3MUAY BBOJST B OaKTEpHIO.

7€
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TpancopmupoBaHHble MJIA3MHUI0N OakTepuu MoMeniaroT Ha cpeny B uamky [lerpu,
COJIEpKALYIO TOJIBKO TETPALMKINH. 3aTEM IIEPEHOCAT PEILINKY (OTIEYaTOK) KOJOHUHI Ha cpeny,

Yawku [Tetpu

cpeJia ¢ TeTPaluKIMHOM
Bakrepuu,
TpaHchopm O S~
HPOBAHHbIE
nIa3MHA0H °

0

Bakrepuu, / =
Tpanchopm @ %
HPOBAHHbIE BakTtepu
TJIA3MHA0H " [
pBR322,

COJZIEpKALIYI0 U TETPALNKIIMH, U AMITMIWIIUH.
Ecnu GakTepuanbHble KOJIOHUU PacTyT Ha cpejie coaepiKalleld TeTPalUKINH, HO HE pPacTyT
Ha cpefie ¢ IByMsI aHTUOMOTHKAaMH, TO 3TO 03HAYAET, YTO JJaHHbIE OAKTEPUU HECYT IUIa3MUJBI C
yyxkeponHoi JIHK, BCTpoeHHOW B TI'€H YCTOMYMBOCTH K aMOUUWIUIMHY. MHBIMU ciioBamu,
BCTPOUTH JaHHbIN (parMeHT B mnazMuy pBR322 npu nomouu pectpuxrassl Pst I ynanocs.

4. 3apauu 1J1s1 CAMOKOHTPOJISI

4.1. Hwxe npusenén ¢pparment JJHK, moxxno 1 BcTpouts ero B uiazmuay pSC1017?

5 -ATTLLTTAATTAATTIIAATATTT TTAATIIA-3'
3 - THIITAUTTAATTLHIT TTATHALALITTAL T-5°

4.2. Hwxe npusenensl nBa ojHouenodeuHslx ¢(parmenra J[HK. Kakoit u3 HuX B
JBYXIIETIOUEYHOM BapUaHTE MOKHO MCIIOJIB30BATh IS BCTpauBaHus B miazmuay pSC1017?

a) 5-TTHUTTAATTIAATTIATATTTTTAATTIIAA-3'
6) 5 -TILITALITTAATTTTTATLALIALITTATT-3'

4.3. KombueBas mnazmuzna pBR322 wumeer ywacTku paciuenjeHus pa3iuuHbIMHU
pectpuktazamu. Kakoil u3 Huxe npuBeA€HHbIX ¢parmeHToB nByxuenoueyHoi JITHK moxHO
BCTPOUTH B JTAHHYIO TUTA3MUTY?

S -ITATTHATATT TAAITIIAATATTI TTATTIALIA-3"
3 TTUTAATTHTAIATTIIT TTATHALIALITAATTTT-5'
5 -IITTAATIITTATTUTAATTLHIAATATAATLITTTLAATT-3"
3 TTAATTLUTAATHITATTULIT TTATHITTHTAAATTTALL-S®

4.4. Kaxoil u3 Hike npuBeaEHHbIX (pparmMeHToB aByxuenodeyHoi JJHK moxxHo BcTpouts B
mwiasmuy pBR3227?

5‘-LIF TFAATTHATATI TAAIT AATAFTFTFAATTL]'LA]#A-?

3-ITUHTTAAT TUTAOATTHUI TTATHALALTTAAI'TIT-5

S-HUTTAATUTTAITHTAAITHAATATAATTITTHAIATI -3

3 -ITAATTUIAATHUTATTUUI TTATL TTUTAAT'TT TALL-S®

4.5. B mnasmune pUCI8 nmeercss MONUIMHKEPHBIA y4acTOK, KOTOPBIA COAEPKHUT CAUTHI
pectpukuuu ans 10 pa3nuyHBIX pecTpuKkTas. MOXKHO JIM  BCTPOUTh B ATy IUIa3MUIY
npuBeAEHHbBIE HIXKE (pparMeHTsl AByxuenoyeynoi JJHK?

$-HUPAATTUALATITAAITIAATAITI TEAATTIIALA-Y
3 TTHTTAATTHTAOATTULT TTATLHALIIAIIT TAAT T T-5°

5 -IITTAATIITTATTLHTAATTIIAATATAATLITTTLAATT-3"
3 TTAATTLTAATHITATTULIT TTATITTHTAAATTTALL-S®

4.6. Umeetcs ¢parment aeyxuenoueunont JJHK crnemyromero cocrasa:

5- TAITATHUATTAAATAITITATHIIT -3°
3 -ATHUTAITTAATTTATHALLITAITLIA-5"



Mo3kHO 11 BCTpOUTH JaHHBIA ¢parmMeHT B miuasmuay pBR322? Kak nmoarBepauts, yTO
¢parmenT uyxxeponnoit JJHK Bcrpoen B mnazmugy pBR322?

4.7. B mnazmuny pBR322 BcraBnen ¢parment uyxepoanoit IHK. TpanchopmupoBanubie
TaKoW IUIa3MHI0M GaKkTepUM pacTyT Ha MUTATENbHOU Cpefie ¢ aMIUIMIUIMHOM, HO HE PacTyT Ha
MIATATEIBHOM cpefie, coaepxkanlell TerpauukinH. Kakol U3BeCTHOM BaM PECTPUKTA30M MOKHO
BbIpe3aTh uyxepoanyro JJHK u3 mnazmuasi?

4.8. 'en Ms naxoauTcsi B KOJbIlIeBOM Tutazmuje BenmnunHor 5 000 HykimeoTuaHbIX map (5
000 un). Pa3pe3anue miazmuabl pectpukunoHHbiM GpepmentoM Hind 111 naet ¢pparments 1, 2 u
3, kak nokaszaHo Ha pucyHke (H - Hind III pectpukunontbie caiiThl):

800 Hr
H

1400 un

2800 Hi
H

Tannemuas xonust reHa Ms conepxutcs Toiapko B ogHoM Hind III ¢pparmente. Ecnu ren Ms
KOJIUPYEeT perynsiTopHbiii 6emok MSS4, cocrosiuit n3 300 aMMHOKHUCIIOT, TO YKAKUTE B KAKOM

(¢parMeHTe IIa3MHIbl PACHOJIOKEHBl KOMUU _ reHa Ms?

4.9. ®parment JIHK mpimu BenmmuuHOM 4 :é: E %’ KO, MMeEIoIMI Ha KOHIAaX
cantel pectpukuun A EcoRI, comepxut ren M. 3Ototr ¢dparmeHt ObLI
BcTpoeH B mnazmuay pBR322 no EcoRI caiity. 7kb [Tonyyennas
pexoMOMHaHTHas IuIa3Muaa Oblla paspesaHa . IBYMS pEeCTpUKTa3aMH,
JIEKTPOPOPETUYECKUH  CTIEKTP TMOJYYEHHBIX PECTPUKIIMOHHBIX
(¢bparMeHToB, OKpAalIeHHBIX ITUAUYM kb OpoMUIOM, IIPEJICTABJIEH Ha
pucynke 3. Jlnga ¢dpakumii Ha rerne, ITOJTYy4EHHBIX rnociue

paspesanns cpasy IByms ¢depmeHtamu, Obuta |, Snermmogope. NPOBENEHA CayzepH-0s10T
rHOpHUIN3AIMs C UCTIOIB30BAHUEM B KAUECTBE rpavva dparventos 30HJA MEUYEHOTO (pparmMeHTa
ma3muael pPBR322. AHK.

C kaxkumu ppaxuusmu JJHK npousoiiner rubpuausanus Me4eHoro 30H1a?

4.10. I'en mis Genka P-TyOynuHa e OBLT TIOJIyu€H U3 TpuOKa
Neurospora, BCTaBIE€H B KOJBIIEBYIO /< \ IUTa3MHLy ¥ KJIOHHPOBaH B
Oakrepun E.coli. Onumwure mar 3a / B \  LIAaroM rocjie10BaTeIbHOCTh
NEeWCTBUH, HEOOXOTUMBIX [UII TOTO, | 9TOOBI KJIOHHPOBATH ATOT
reH OT  POJCTBEHHOTO  TpuOKa '\ l Podospora, wcnons3ys B

\ _—Himdll

Ka4yecTBe BEKTOpa KOJIBLEBYIO \ s/ TUIA3MHTTY pBR,
[pEIICTARICHHYIO HA PHCYHKE crpapa, ot % KOTOpas HeCeT JBa TIeHa
YCTOWYMBOCTM K  AQHTUOMOTUKaM ~d 7 KaHAMUIMHY (kan) u

TEeTpPaAIMKINHY (tet).

4.11. ®parment uyenoBeueckoir JIHK T £ % BemuumHOH 6 KO  OBLI
& £ 2 N
BcTpoeH B miuasmMuny pBR 322 mo EcoRI = O  calry. [Tocne 3TOTO,
peKoMOMHAaHTHAs IIa3Muja Oblla pa3pe3aHa o IBYMsI pECTpUKTa3aMH, a
8 kb
[IOJIy4YEHHBIE 00pa3Lbl 10/IBEPTHYThI a51eKTpodope3y B arapo3HoM
ree, KaK u B 3azaye 4.9. 4o DnexTpodopernyeckuit
CIEKTpP ITOJTY4EHHBIX (dbparMeHTOB 2i0 npejcrasieH Ha puc. 4. J{ns
¢bpakiuii, MOJyYEHHBIX [OCJEe pa3pe3aHust cpa3y JIByms (GepMeHTaMu,
ob1a npoBeneHa Cay3epH-0J0T rudOpuIu3aIus C MEUYEHBIM 30HJOM W3
miasmuasl pPBR322. Puc. 4. Ouexrpodo-
perpamMma (parMeHTOB .
C xakumu dpakuusvu  JJHK B stom  jHk. ciydae MPOU30MIET

rudpuAn3aIs MEYEHOTo 30H1a?



4.12. UccnenoBatenu A KIOHUPOBaHMS BaxHOro @Qparmenra uenoBeueckod JIHK
BenuuuHOM 1k0 wucnonp3oBanu  1uazmuay pUCILS. TpancpopmupoBaHHble THOPUIHON
mIa3MuIon Kietku E. coli ObIIM TOMEIIEHbl Ha TUTATEIbHYIO cpedy, coaepxkanryto X-Gal
[locne xynpTUBHpOBaHMsS B 4Yamkax I[leTpu NosSBUIMCH KOJOHHMUM CHHEro W O€loro IBeTa.
VY nanoch 1 BCTpouTh HyXHbIN (pparmenT uenoseueckoit JJHK B mnazmuny pUC18?

4.13. Unrepecusiii ¢parmenta uenopeueckoir JIHK Benwmumnaoit 1 k6 Obl1 BCTpoeH B
mwiazmugy pUCI8 mo Hind III caiity u xinonupoBan B E. coli. Eciu BbIAEIUTh THOPUIHYIO
masMuay U paspesarb pectpukrazoir Hind III To kak Oymer BBITIISIIETH CHEeKTp (parMeHTOB
nocie 3yeKkTpodopesa B arapo3HoM reie B ciaydae korga uyenoseueckas JHK — ycnmemrno
Bcrpousiack B pUCI8 u koraa 3Toro He mpou301uio?

4.14. Vzmenutcst au 37eKTpoOPETHUECKUI CIEKTP (PparMeHTOB Mocie AeKTpodopesa B
arapo3HoOM reje, €Ciy, BIJICICHHYIO 10 ycioBUsM 3aaauu 4.13 rubpuanyro mnazmuny pUCIS
paspesath cpady aByms pectpukrtazamu Hind 111 u EcoR1?

5. 33213‘11/1 NOBBLIIEHHOH CJI0KHOCTH

5.1. UccnenoBarenu moiay4ywsid TPAHCTEHHBIE pacTeHusi Tabaka, B KOTOpBIE, MCIOJb3Yys B
KayecTBE BEKTOpa CHELUAIN3UpOBaHHYIO Ti-ma3munay, Obl1 BBEAEH HYKHBIH T'€H BMECTE C
MOJICOEIMHEHHBIM K HEMY KaHAaMUIMHYCTONYMBBIM TI'€HOM IpEABAPUTENIHHO BCTPOEHHBIE BO
¢parment T-JJHK mnasmunel. HacnenoBanue BCTaBIEHHOIO HY)KHOTO I'€Ha TECTUPOBAJIOCH Y
MIOTOMKOB [0 YCTOWYMBOCTM K KaHaMHUMHY. JlJis NpoBEepKHU OBLIO B3SATO JBa TPAHCT'€HHBIX
pactenus. beuto mpoBeneHO BO3BpaTHOE CKpEIIMBaHUE TpaHCTeHHOro pacteHust Nel ¢ tabakom
OUKOTO THUma, npu 3ToM 50% NOTOMKOB OKa3aluCh KaHAMMUIMH ycToM4MBBIMH, a 50% -
4yBCTBUTEIbHBIMU. Kor/ia Bo3BpaTHOE CKpElMBaHUE MPU NOMOIIM JUHUM Tabaka JUKOIro TUMa
OBLJIO TIPOBEACHO C TPAaHCTeHHBIM pacTeHneM Ne2, 1o 75% MOTOMKOB OBLIM KaHAMHUIIUH
YCTOWYUBBIMU, U TOJIBKO 25% — 4UyBCTBUTEIbHBIMHU.

KakoBa pa3znuiia Mmexay TpaHcreHHbIMH pacTeHusiMu Nel u Ne2?

5.2. C nomompto Ti-myua3smuapl, colepkalied TeH YCTOMYMBOCTHM K KaHaAMUIMHY,
MccaeaoBaTeNH IpoBenu Tpanchopmaruto pacrenus Arabidopsis thaliana. beiny BbIIEICHBI 1Ba
kioHa (A u b), ycroituuBble k kaHamuinuHy. llocne camoomnblieHHs pacTeHUH MOTYUHIIN
CJICAYIOIIHE PE3YIIbTaThI:

Pacrenne A = 3/4 HOTOMKOB yCTOWYMBBI K KAHAMUIMHY,

1/4 TOTOMKOB 4yBCTBUTEIbHBI K KAHAMUIIUHY;

Pacrenne b 2 15/16 nOTOMKOB yCTOWYHMBBI K KAHAMUIHHY,

1/16 MOTOMKOB UyBCTBUTENIbHbBI K KAHAMULIUHY.

CxemaTtnuecku M300pa3uTh COOTBETCTBYIOIINE XPOMOCOMBI y pacTeHust A u pacreHus b u
00BSACHUTH MOTy4YeHHOE cooTHouleHue ¢eHotunoB B F; y motomcTtBa pactenuit A u b nocie
CaMOOITbLICHUSI.

5.3. Crpykrypubiii TeH BenuunHOM 0,5 KO, BBIACICHHBIM M3 T€HOMAa YEJIOBEKa MMEET Ha
OJIHOM KOHIIE cailT pecTpukiuu as pepmenta pectpukrazsl EcoR1, a Ha aqpyrom mis Hind 1.
Mo3kHO JI1 KJIOHUPOBATh 3TOT I'eH B E. coli mpu nomomu minazmuasl pUCT8?

5.4. IlpencraBnennsiii Hwke ¢parmenT JJHK denmoBeka, B MeHTpaabHON YacTH COIEPIKUT
I'eH, KOJUPYIOIIHMI HEOOIbIIONW NENTHAHBIN TOPMOH COTOAIIUN U3 9 aMUHOKHCIIOT.

5 -THLITAATTHIITATIAAALITAATTTAATTIITTALIAALIIIATT AATTLTAT-3"
3T TUTTAATTT ATAT TTT TTHTTHALTTAATTAATT TTI TT TALTTAATLITA -5°

Mo3KHO 1M KIIOHMpOBATh 3TOT r'eH B E. coli npu nomomu 1iazmuasl pBR322, ncnonb3ys
pecTpukunoHHBIN pepmeHT EcoRI?

5.5. MouekynspHble T€HETUKH IMOJIy4Wiau JBa HHTepecHbIX (parmenta JIHK mbimm,
KOTOpBIE MPEACTABIECHbI HUXKE.

5 -ALITAATOTTLITATIAAIAITAATTAATITTHTTALAATTAT I TLT A-3'
3 -TT L TTHTAAIT ATAT TTT TT ITTLHATTITAATAATT T THITATTATIIT-5'



5 . THTAATHTTLUTATLHAALALT AATTTATTHLTTALAALIIIATTAATTICA-3'
3T ITTHCAAT ATAT TTTTILTTHALTAATTAATT TTI T T TAIITTAATLIT-5°

MOHO 1M KJIOHHUPOBaTh 3TH (pparMeHTHl HE Hapymias WX I[EJOCTHOCTH, MPH MOMOIIH
wiazmu pBR 322 wnu pUC18?

5.6. Hwmxe mnpexacraBneHa pectpukunonHHas kapta ¢parmenta JHK, B xortopom
3alITPUXOBaHHAs 00JIaCTh SBJSETCS CTPYKTYPHON YacThIO BaKHOTO T€HA.

FcoR SzllllEchIHir}dH

3 kb 1kb  1,5kb
MO3KHO JI1 KJIOHUPOBATh OTOT I'eH, He HAapyIIas HEeJIOCTHOCTH €T0 CTPYKTYpPhI?

5.7. Ha pucynke Hmxe npuBeneHa pecTpUKIUOHHas kapta ¢parmenta JIHK,
3alITPUXOBAaHHAS YaCTh KOTOPOT'O SABJISETCS CTPYKTYPHOM 00JIaCThIO BaXKHOI'O T'€HA.

HindITRaml HindIT Smal
P$ﬂ chRIRaImI HinldﬂﬁchI Salﬂ

[Ipennoxxure BapuaHT, MO3BOJIAIOMIMN KiIOHUpoBaTh 3TOT ¢parmMeHT [IHK B mmazmune
pUCI8, He Hapy1as HeIOCTHOCTU CTPYKTYPHOM YacTH BaKHOTO T'€Ha.
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3AHSATHUE 5

TEMA: ¢arosble 1 KOCMH/HbIC BEKTOpPa H CO3JaHHeE FeHOMHBIX OM0/IHOTEK

LHEJb 3AHATHUS: O3HAKOMHMTBLCS € BEKTOPaMH, CO3JIaHHBLIMM HAa OCHOBe dara A u
KOCMHUJAAMU M TOJYYUTH MPEICTABJIeHHE O TeHOMHBIX OMOJIHMOTEKAX, OCBOMTH METO/bI
kiaonupoBanus JJHK B ¢arax u kocMuaax u cnocodbl co3qaHue reHOMHBIX OMOJIHOTEK Ha
npuMepe pelieHus THIOBBIX 3a1a4

1. TeopeTnueckast 4acThb

B npunnune He cocraBisieT Tpyla MOIYYUTh THICSYM XHMEPHBIX IUIa3MMJA, KaXjaas U3
KOTOPBIX COAEpKUT crnenuduueckuit ¢parment, Hanpumep [IHK wuenoseka, mpimm uam
Ipo30¢uiabl ¥ MOCPEICTBOM CKPUHMHIA OOJIBIIOTO YHUCIAa TaKuX IUIa3MUJ HCCIIEI0BaTh BeCh
reHoM J00ro M3 3TUX opraHu3moB. OJHAKO, KaK OKa3aJloCh IUIa3MUJBI, COJepiKallue
O0oabmmme BcTaBKU XpomocoMHoil JIHK He cTaOuibHBl M NpH peIUIMKAIMK MOCTEIEHHO
YMEHBIIAIOTCS B pa3Mepax. JTO CBA3aHO C TEM, YTO I'€HETUYECKHI MaTepuan HEeHYXKHBIN uisd
Pa3MHOKEHHUS IJ1a3MU/Ibl HEU30€KHO YTPaunBaeTCsl.

bonbmne ¢parmentsr xpomocomuoit JIHK (pasmepom oxosio 15 k0) HecTaOuibHbIE B
COCTaBe IUJIa3MUJI CTAHOBSTCS BeCbMa CTAOWJIbHBIMU IpPU BCTPAaUBAaHUU HUX B CIELUAIBHO
CKOHCTpyHpoBaHHbIC mITaMMbl (para A. JIHK storo dara cpaBHUTEIHHO HEBENWKa, T€HBI €roO
XOPOIIO U3YYEHbI U PA3MHOXKAETCSI OH B OAKTEpUAIbHBIX KJIETKaX OYEHb MHTEHCHUBHO.

[Ipu monydyeHnn A BEKTOPOB HCIIOJB3YETCS TO OOCTOSITENBCTBO, YTO BCS LEHTPaJIbHas
yactb Mosiekynbl IHK dara A He HyxHa ans periukauuu B E. coli, a QyHKIMOHUPYET TOJIBKO
npu unrerpauun ¢arosoit JIHK B OakrepuanbHyro XxpomMocoMy (B COCTOSIHUU JIM3OT€HHUH).
beun  ckoHcTpympoBansl cnenuanbHbie mTamMmbl A, B JIHK koTtopeix caittel miust EcoR1
PacmoJIoKeHbl TaKUM 00pa3oM, UTO MpaBblil U JIEBbIN KOHLEeBble ¢pparmMeHTsl parosoii THK,
HEOOXO0IMMbIE Ul PEIJIMKALMU OCTAlOTCS HETPOHYThIMU. [locie pacuieruieHus ¢ MOMOIIBIO
EcoR1 stu koHueBble ¢parMeHTHl Onarojiapsi UX CpPaBHUTENIBHO OOJBIIUM pa3MepaM JIETKO
OTJIEIUTH OT BceX ocTalibHBIX ECOR1-(pparMeHTOB 1 HMCIOJIb30BATh 3aTEM ISl MIOTY4YEHUS HOBBIX
A-IOAO0OHBIX (DaroB, KaXKIbl U3 KOTOPBIX COACPKUT JieBbli W TNpPaBblii KOHILEBbIE
¢pparmenTbl, a Takke BceTraBky uy:xkepoaHoih JAHK pasmepom okoso 15 k6. YaoOHBIM
0Ka3aJoch TO OOCTOATENBLCTBO, YTO AJsi co3peBanus ¢ara A ero /IHK nomwkna umers niauHy
okosio 45 k06, Onmaromaps ueMy npu KoHcTpyupoBanuu xumepsHbix JAHK in vitro nns
MOCJIEYIOLIEr0 Pa3MHOXKEHUSI OTOUPAIOTCS TOJIBKO T€ W3 HUX, KOTOpbIE cojepxkaT 00a KOHIa
¢darosoit JIHK u BctaBky uyxeponnon JJHK momxomsmiero pasmepa, T.e. okosio 15 k0. Drambl
kionupoBanus pparmenra JJHK mbimm nmunoit 15 k6 B OGaktepuodare A, C UCmoiabpb30BaHHEM
pectpukra3sl ECOR1 M COOTBETCTBYIOIIMX CaWTOB PECTPUKIMM B IeHOMax (para M MbILIHU
IIPEACTABJICHBI HA pUC. 1.



AHK RI
GakTepuodara A

EcoRl
Rl Rl

Y4acToK, He HyXHbi
ANS pennukauum
N-OHK

AHK mMblwmn

OTu dbparMeHTsl Coaepxart BClo
WMHpopMaLmio, Heobxoaumyio
Ana pennukauuu B E. coli, HO
XPOMOCOMa CMUWKOM Mana Ans
yNakoBku

in vitro

Rl Rl =
EcoRl
[OCTaTOUHbIN
ANS ynakoBKu

YnakoBka xvMepHo#n
AHK in vitro RI

45kb

R

Pa3smepsl,
HEf0CTaTOuHbIE
BakTepuodar A, ANs ynakosku
coaepxxauwun
reHbl Mblwn

Puc. 1. Knonupoanue renoB JIHK Mbimu B Gakrepuodare A, ¢ HCIOI530BaHUEM PECTPUKTA3BI
EcoR1 n cooTBeTCTBYIOIIMX CAHTOB PECTPUKIIMU B I'eHOMAX (hara 1 MbIILH.

MHorue ressl 3yKapuoT OKa3aluch JjauHHee 15 k0, a HexoTopsle nocturatoT 35-40 k6.
Kpome Toro, kionupoBanue B ¢pare A 0ObIYHO HE MO3BOJISECT BHIJCIUTH JIBA COCETHUX I'eHA B
BHje enuHou MoJekynbl pekomOnHanTHor JIHK. Ilostomy kinoHMpoBaHue 3HaYUTEIHHO OOJiee
mnHHbIX (pparmMenToB JJHK B E. coli mpoBoauTcs B KOCMUIAX.

Kocmuabl - 370 UCKyCCTBEHHbIE KOHCTPYKLMHU, CO3JaHHbIE HAa OCHOBE I1a3Mua U (ara A.
Kocmuaa nmeer mocseaoBaTebHOCTb oOFi, TIO3BOJISIIONIYIO €H perummupoBaTthesi B E. coli,
CeJIeKIHOHHBII Mapkép amp’, NoJUAMHKep (CallT MHOKECTBEHHOIO KIOHHUPOBAHHUS) M TaK
Ha3bIBaEMBIC COS-CAHTBI BCTpOEHHBIE U3 (ara A. Cos-CaThl TPEJCTABISAIOT U3 CeOs
pacrnojio)keHHble Ha o0Ooux KkoHuax Mousekynsl JIHK ¢ara A kommnemeHTapHbie
OJIHOIIETIOYEYHbIE YYACTKU BEJIMYMHON 12 HyKI€oTH0B, Onarosapsi KOTOpbIM JMHEHas popma
(dara coenuHASACh CO CBOMM COCEIOM 4Yepe3 cos-CauT oO0pasyeT IMHHYIO Lelb U3 COTEH
¢aroseix JIHK unn konkaramep. @epMeHTHI, KaTalu3upyromue ymnakoBky ¢arosoir JIHK
Y3HAIOT B KOHKaTEMEpE JBa COS-CaliTa HaXOMISIIMXCA Ha paccTOSHUU 35-45 KO BBILCTUIISAIOT
pacnoyioxennyro Mexay Humu JIHK m ynmakoswiBaroT €€ B rosioBky ¢para. I[lostomy, korma B
OTHOCUTENIbHO  HEOOJbIIYyI0  KOCMHAY,  HECYILYI0  COS-CaMThl,
BcTpauBaeTcsi uyxeponHas JIHK pasmepom 35-45 k0, monekyna
JOCTUTaeT HEeOoOXOIUMOM JUIMHBI 4TO Obl ymakoBaTbCsi B (haroByro
yacTully. 3aTeM [oJiydeHHble  (aru, Hecyllhe BCTaBJICHHYIO
gyxepoanyo JHK BBomsarcs B kierku E. coli mis mocienyrouero
pa3MHOKeHHs! (KIIOHUPOBAHMUS).

Ha cnenyromiem stane pa3BUTHsI FT€HHONW MH)XXEHEPUH YUEHbIE HaYaIH

BKJIIOYAaTh B BEKTOPbl BCE TEHbl PA3JIMYHBIX OpPraHu3MoB. WHbIMU
Puc. 2. CrpykTypa THUIHNYHOIO
KOCMIAHOrO pexropa, CJOBAMU  OHM HAyajld CO31aBaTh TeHHble OAHKM WM TeHHbIe
iﬁ;ﬁﬁz:;;oﬂfsro coiictea hara  GUOJIMOTEKH.

['enHple WHXKEHEpa, Ppa3sApoOMB C IIOMOINBIO OMNpPeAeaTEHHOMN
pecTpUKTa3bl (TexHMKa «apodoBuka») cymmaphyw [IHK koHkperHoro opranmsma Ha
(GbparMeHThl, 100aBJIAIOT K HUM BEKTOp, 00pabOTaHHBIN TOM ke PEeCTPUKTa30il, U BCIO 3Ty CMECh
WCIIONB3YIOT g TpaHchopmanun 6akTepuid. OOBIYHO B KaXAYI0 PEKOMOMHAHTHYIO KJIIETKY
MMEET IIaHC nomnacth oaHa mosiekyna JJHK, npencrassitonias co6oit ruOpua BEKTOpa U Kakoro-
HUOYIb OJHOTO U3 MHOTUX (PparMEeHTOB IPUCYTCTBOBABIIMX B cMecu. Kierka, mosyuuBiias
ruopunnyto JIHK, pazmHOXuBmNCh, 00pasyer kioH. Habop KJIOHOB OakTepuil coieprKaniux
pa3iauyHble PEKOMOMHAHTHBIE MOJIEKYJbl, BKIIIOUMBIINE Bce BO3MOXHbIE (pparmentsl JJHK
ONPEAECNIEHHOTO OPraHU3Ma M COCTABJISIOT I€HOMHYI0 OuOJmoreky (0aHk reHoB). TexHuka
«IpoOOBHUKa» TI03BOJWIA IOJIYYUTh HAOOP KJIOHOB OakTepuil Wi TUOPUAHBIX (aros
paznuuaromuxcsi 1o BKIOYEHHBIM ¢pparmentam JHK. VYxe B 1974 1. JI. Xormec c
COTPYIHHMKAMHU CO3JaJId T€eHOMHYI0 OMOJIHO0TEeKY aApo3o¢uibl B KieTtkax E. coli. Uepe3 nBa
roaa amepukanibl JI. Kimapk u JI. Kapbon ctanu BiagensiamMu 6M0JIMOTEKH BCeX TeHOB CaMOi

Tonumuukep




oaxrepun E. coli. Benen b iy

3a STHM OBLIN o i 5 R
HOJIydeHbl  I'eHOMHbIE B anpaaa. oo
0MOJINOTEKH psana \
JIPYTUX  OPraHU3MOB, T o
BKJIFOYAs YeJIOBEKA.

Jomyctum, 49TO Yy ‘l( -
HAaC yXe €CTh ICHOMHas
OubIMoTEKa KaKOro-TO P -

YKUBOTHOTO, CKa)KeM
MOPCKON CBHUHKH. MBI

Aeyxyenoueynan kAHK
IOJIyqHnJIn I9TY  Puc. 3. Cunres asyxuenoueunoii KJJHK na MPHK. C poly(A)

«xBoctom» MPHK  rubpuansyror koporkuit  ¢parment
6I/I6J'H/IOTCKy BBIJICJINB oligo(dT). OtoT - (parMeHT CIy>KUT 3aTPaBKOii st 0OPaTHOMH

U3 KJIETOK CBUHKUA I[HK’ TPAHCKPUIITa3bl, KOTOpas HUCIOJIb3YyeT MP]’!K B KauyecTBe
. Marpuupl JUls CHHTe3a KomIuleMeHTapHoi wuenu JIHK.

pacmcriB €€ Ocrasuyrocs MPHK paspymator o6pa6orkoii NaOH, u ¢
o nomompio JIHK-nonmumepassr 1 3aBepmiaror cHHTE3 BTOPOH
IO AXO A CU e [THK, B pesynbrare 4ero Hoiy4aercs ABYXLEIOYEYHAs

pecTpukTazoil Ha ¢par-

MEHTBI, BCTPOMB 3TU ()parMeHThl B BEKTOp U BBEIs MOJIydeHHYIO pekoMmOuHaHTHyro JIHK,
Harpumep B E. coli. Ho B kakyr u3 ThICSY TpaHCHOPMHUPOBAHHBIX KIETOK E. coli momain
MHTEpecyroInii Hac reH? JIyig pemienus 3Toi 3aaun MOKMCKa UT0JIKK B CTOT€ CE€Ha, B HACTOsIIIEee
BpeMsi mpuMeHstoTcs Tak HaszbiBaemble KJIHKoBBbIe 30HIBI, KOTOpBIE MPEACTABISIOT CO00i
paguaktrBHO MedeHHYH0 JIHK xapakTepHyo [Uisi KOHKPETHOTO I'eHa.

Ho cnavana y4€Hble Hay4qWJIMCh BBIIEIATH B 10CTaTOUHBbIX KoamyecTBax MPHK oTaenbHbIX
reHoB. Jleno B Tom, uyto mpakTuyecku Bce MPHK sykapuoT Ha cBoux 3’ KOHIIAX COJEpIKaT
nocJje10BaTebHOCTh poly(A). Ota nonau(A) nocineaoBaTeaIbHOCTh MPEIOCTABISAET IPEKPACHYIO
BO3MOHOCTh i cuHTe3a JJHK xommnementapuoin MPHK. Ecim cmemate ¢ MPHK kopoTkue
oligo(dT), onu Oynyr rubpuamzoBatbes ¢ poly (A) u mocmyxaT 3aTpaBKaMu JUisi pabOThI
¢depmeHTa oOpaTHasi TpaHCKpPUNTa3a (puc. 3). DTOT UHTEpPECHBIN (epMEHT OTKPBIThIMN TéMu-
HbIM 1 bantumopom ucrnonsdyer PHK kak mMarpuny misg cuHTE3a KOMILJIEMEHTAPHOHN Lenu
JHK wiu xIHK (cDNA). Heo0xommMo OTMETHTB, YTO OHA COOTBETCTBYET TOJBKO CTPY-
KTYPHOIi 4acTH reHa, KOTOpas KOJIUPYET €ro OeNKOBbI HPOAYKT, a peryJsiTOpHble 4acTH
reHa B k/[HK He npezncraBieHsl.

[TonydyeHHas ¢ MOMOIIBIO 0OpAaTHOW TPaHCKPUIITA3bl ABYyXHenovyeyHas MoJiekyaa k/IHK
BCTpaMBaeTCsl 3aTeéM B IUIa3MUIy JMOO C IOMOIIBIO «XBOCTOB» JIOCTPOCHHBIX KOHLEBOM
TpaHcdepasoii, 160 nyrém npumuBaHus K kKoHuam KkKJIHK w#ckyccTBeHHBIX calWTOB
pecTpuKUMH. OTH  CalThl, TaK Ha3bIBaéMble  JIMHKePbI  IPEACTABIAIOT  CcOOOM
IIOCJIEN0BATENBHOCTH, cocTosmme u3 8-10 HyKICOTUIHBIX Map XUMHUYECKH CHUHTE3UPOBAHHBIX
OJINTOHYKJICOTUIO0B. JIMHkeppl npummuBatoT K ayxuenodedynod kJIHK ¢ momomsro JIHK-
JIMTa3kbl, a 3aT€M PaCLICIUIAIOT UX pecTpukTa3oi, u kJIHK, cogepxaiiyro Ternepb JTUNKUE KOHIIbI
BCTPauBAalOT B IUJIa3MUJY pa3pe3aHHYI0 TOW K€ pecTpUKTa3oil. 3areM, MOIy4YEHHYIO
pEeKOMOMHAHTHYIO IUIa3Muay, cojepxamyo kJIHK BBOIST B KIETKM COOTBETCTBYIOLIEIO
mramma E. coli, Tie oHa pa3MHOKaeTcsl.

B mHacrosimee Bpemsi paszpaboTaHbl cClelMajIbHbIE MeTOAbI CKPUHUHra (IIOMCKA),
no3Bosisitomue ¢ nomoinbio k/IHK ncnonbp3yeMbix B kauecTBe 30HAOB OOHApYKUBaTh HYXKHbIE
IeHbl, XpaHsIIuecs B FeHOMHbIX OuOianoTekax. Yaiie Bcero reHoMHast OMOIMOTEKa XpPAHUTCS B
E. coli B Bune Habopa OGakTepuaiabHBIX KOJIOHUH, Ka)KJasi U3 KOTOPBIX COAEPKHUT pazIUUHbII
¢parment renomuoi JIHK. Ecnu B yamkax [leTpu k moBepXHOCTH MJIOTHOM cpeibl, HA KOTOPOM
MOCESIHBI pa3InyHble KOJOHUU E. coli, XpaHsline reHOMHYI0 OMOIUOTEKY NPUIIOKUTh QUIBTP
U3 HHUTPOLEJLIIOJIO3bI KAKJas KOJOHMS Pa3EIUTCS — 4acThb OCTAHETCS Ha Yallke, a 4acTh
orneuataercs Ha ¢uibTpe (puc. 4). [lon neiictBuem pactBopa mienouu O0akTepuu Ha QUIbTpe
ausupyworesa, a JIHK pacnagaercs nHa omHoHuTuathie menouku. [locnme Ttoro kak (uibTp
IIPOrpErOT IIPU BBICOKOW TeMmIlepaType B BakyyMHOM neuw, nenu JIHK mpouno cBskyres ¢
HUTPOIICIUTIONO30M. 3areM Ha QWIBTP HAHOCAT paauoakTuBHO MeueHHyr0 KJIHK



/ \ TetR-konoHuu, cogepxaime Hucran K'qu’
XWUMERHRIE NNasMiigb! MedeHHas “P I/IHTepecyIOIHGFO TCHa.

Mnasmvignan OHK e MeueHHBIH kJIHK-3011
Pennvka cBA3aHa ¢ cnmnmpou
Oyzner KOMILJIEMEHTapHO
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. P sy ) B sauun TUOPUIN30BATHCS TOJBKO S
MonyyeHue pennuku Ha ﬁgiﬁ"&?ﬁ:ﬂfﬁgm (bpal"MeHTOM TCHOMHOUA
HUTPOLLENNIONO3HOM 6aKTepun u 7
uneTpe neHatypauma OHK HHK COI[Gp)KaIHI/IM

Puc. 4. Vnentudukauns OakTepuaIbHBIX KOJOHWH, COIEpKAalMX IUIa3MUAY CO BCTAaBKOM (parMeHTa %

renomuoil JIHK. Koncrpyupyror 6ubmorexy reromuoit JIHK, nanpumep B pBR322 u tpanchopmupyror HUCKOMBIN  T'CH. ECHH Ha

eto E. coli, mocne 4ero MoyyaroT «pPeIUIMKY» OOpa30BaBIIMXCS KOJIOHMHA HAa HHUTPOLEILTIONO3HOM HHTpOIICJ'IJ'IIOJ'IO?»HBIﬁ

¢duibTpe. bakrepun ¢ peKOMOMHAHTHON IIA3MUION, COJIEpIKalleil TTOCIeI0BATENbHOCTH, TOMOJIOTHYHBIS

MOCJIEOBATENBHOCTH MEUEHOIO 30H1a, THOPUAN3YIOTCS M BBIABJIAIOTCS PaMOaBTOrpaduIecKy. 3aTeM Ha (bl/IJ'IBTp IIOJIOKHUTH

HCXOI[HOﬁ YaIlllKe OTBICKUMBAKOT KOJIOHUIO, JIOKAJIM30BAHHYIO TaM K€, I'’I€ U COOTBETCTBYIOIIAs KOJIOHUA Ha .

DU TDE-DEILIHKE. PEHTT€HOBCKYIO IUIEHKY, TO
MECTOIIOJIOXKECHUEC METKH

MOXHO ONpPEACNTUTh MO YyJyacTKaMm 3areMHeHus. O1oT weton HaspiBaeMblii JIHK-JIHK

rudpuauzanmeil 1aét BO3MOKHOCTh y3HaTh B KaKOW KOJIOHMW OaKTepUil HAXOJIUTCS HAIl TEH.

Konounuu otOupatot, Beiaensor u3 He€ JJHK u ananusupyror. YO0eauBmuch, 4TO HY>KHbIH reH

«HOI\/’IMaH», pe€uraroT, KaKk Hu3ydaTb €ro CTPOCHHUE, ONPCIACIUTH q)YHKIII/II/I, KaK 3aCTaBUThL €ro

pa6OTaTB B HOBBIX X034€Bax U HCJIb34 JIM YIIYUIIUTh €ro CBOMCTBA.

2. Ki1roueBbie cj10Ba U NOHATUSA

XHMepHBIe IJIa3MU/IbI Tpanchopmanus OaKTepmii
O6oabmme Berapkn xpomocomHuoii JIHK | HaGop kioHoB OakTepmii
mTamMmel ¢ara A Ha00p KJIOHOB rHOpHAHBIX (haros
A BeKTOp TeHOMHast oubJanoTeKa AP030QHIIbI
nenTpaabHas yacth JIHK ¢ara OuOsmoTexn Beex reHoB E. coli
JIM30TreHU s k/IHKoBbI€ 30H1bI

KoHueBble pparmenTsl ¢parosoii JHK | mociaenoBarenbHocTs poly(A)
co3peBaHue para h Kkoporkmue oligo(dT)

reHom ¢ara A o0paTHasi TDAHCKPHIITAa32

T¢HOM MBIIIH JHK nosmmmepasa 1
KJIOHUPOBaHue B (hare L KoMIuIeMeHTapHas nenb JTHK
KOCMH/bI k/IHK (cDNA)
TOCJIeI0BATETbHOCTD OFi CTPYKTYPHAasi 4aCTh FeHa
ceJIeKUMOHHBII MapKép amp” PeryJIsiTOpHasi 4acTh reHa
TOJIMJIMHKEP JIMHKEPbI

COS-CalThI AByxuenodeqnas mosexyaa k/IHK
KOHKaTaMep KOHIeBas TpaHcdepasa

roJioBKa (hara MeTObI CKPHHHHIA

TreHHbIe 0aHKH ¢GUIbLTP U3 HUTPOLEJLTIOIO3bI
TeHOMHBIE OM0INOTEeKH JIM3UPOBAHUE

TeXHUKA «IPO0OBUKA» medeHHblii kK JHK-3001
cymmapsas JIHK opranusma JAHK-THK ru6puausanus

3. IIlpuMepsI pelieHUs 3a1a4

3.1. N3 ceMHanamarod XpOMOCOMBI MBIIIHA YJIaJOCh BBIJCIUTh HWHTEPECHBIA TI€H,
pacnionioxkennbiii Bo gparmente [JHK Bemuunnoit okono 9 k0. [Ipuuem mo o6oum KpasiMm 3TOTo
dbparmenTa wuMerOTCA caWThl pectpukuuu st pepmenta EcoR1. Moxno nu ycmemHo
KJIoHUpoBaTh 3TOT PpparmeHT JJHK Mbimiu B 6akrepuodare A?

Pemenue:

VYcenemno kinonupoBaTth gparment JJHK mbimm BenuuuHoi 9 k6 B Oaktepuodare A He
yaacres. Jlaxe eciau 3TOT (pparMeHT MBIIIK Ha Kpasx UMEET CAlThl peCTPUKIMH Ui hepMeHTa
EcoR1 u ycnemno Bcrpoutcs B JIHK OGakrepuodara A, Bce paBHo JIHK c¢ara He nocrurser
pazmepa 45 k0O, T.e. OKaXeTcsl CIMIIKOM Maja JJisi TOro, YyTOObl yIaKoBaThCs B OEIKOBYIO
000710uKy (TOJIOBKY (para) U COOTBETCTBEHHO HE CMOXET YCIEIIHO Pa3MHOXKAThCS
(KIIOHMpPOBATHCA).

3.2. UccnenoBarensim B xoje TpynoéMkux sxcnepumentoB no MPHK, ucnone3ysa ¢pepment
obpatHyro TpaHckpunTa3dy yaainoch nonyduth kJIHK rema Adh kpeicel. [lns mampHenmmx
AKCIIEPUMEHTOB MOTpeboBasiochk Oobioe konuuecTBo KIHK storo rena.



Kakum onTuMansHBIM criocoOoM mcciienoBaTeasiM MokHO kioHupoBath kJ[HK rena Adh
KPBICHI 17151 HAPAOOTKH €Tr0 JOCTaTOYHOTO KOJIMYecTBa?

Pemenne:

[Tonyuennyto k/IHK rena Adh kpbickl MOXHO yCHEIIHO KIIOHHPOBaTh B mazmuae pBR322,
TpaHcpopMupoBas €1 E. coli.

Ha nepBom srtanme k konumam nasyxuenodeuyHoil k/[HK rena Adh HyxXHO ¢ momoiubio
¢depmenta JIHK-nura3sr npumuts Bam 1 nuakeps.
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3areM C NOMOUIBIO pecTpuKTa3sl Bam 1 HeoO6XoauMO paciienuTh JUHKEPHbIE YYaCTKU U
kJIHK, conmeprkamyio Teneps JUNKHE KOHIBI BCTPOUTH B Tazmuay pBR322 paspesannyro Toii
K€ PaCTPUKTA30M.
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W HakoHel moJiyueHHYI0 peKOMOMHAHTHYIO IIa3Muy, coaepxkauyto Hamy k/IHK nyxHO
BBECTH B KJETKM mTamma E. coli, rie oHa OyAeT KIOHHUpoOBaThbes (pa3MHoOkatbes). [Ipuuém
TpaHC(OPMUPOBAHHbIE HAllleW PEeKOMOMHAHTHOM IUIa3MUAON mTamMMbl E. coli OyayT ycnenrHo
pa3MHOXaTbcsi B yamkax [lerpu ToibkO Ha KyJIbTypalbHBIX cpellax He COJepKallux
TETpaUUKINH, NMOCKOJIbKY BBea€¢HHas K/IHK mno pecrpukumonnomy caity Baml nHapymmr
1eJI0CTHOCTH TeHa T¢' B miasmuae pBR322.

4. 3apauu 1J1s1 CAMOKOHTPOJISI

4.1. Kaxoii wu3 Hmwke npuBedEHHbIX (QparmeHToB aByxuenodyeunod JIHK moxHO
KJIOHUPOBATh B OakTepuodare A?

5‘-L1r TAATTHATATI TAAIT AATAFTFTFAATTL}AIFEA-T
3 TTHTTAATTHTAOATTLLT TTATLHALIAIITTAAT T T-5°

S-HUTTAATUTTAITHTAAITHAATATAATTITTHAIATI -3

3 -ITAATTUIAATHUTATTUUI TTATL TTUTAAT'TT TALL-S®

4.2. U3 cemHaaunaroil XpOMOCOMBI YE€JIOBEKa YAaJOCh BBIICIUTh WHTEPECHBIH TI€H,
pacnognioxxkeHHslii Bo ¢parmenre JJHK Benmunnoit oxoso 8 k6. Ha ¢manrax sroro ¢parmenta
MMEIOTCSl cailTel pecTpukiuu st pepmerTa EcoR1. MoXHO 71U ycnenrHo KJIOHMpPOBATh ATOT
¢dbparment uenoBeueckor JJHK B Gakrepuodare A?

4.3. UeTtBepTuyHasi CTPYKTypa Y€JIOBEUECKOIro Oesika — reMOrjioOMHa COCTOUT U3 JABYX O- U
IBYX [-rI0oOMHOBBIX MOJIUMNENTUIHBIX LI€TI0OYeK. B cocTaB 0AHON MOJUNENTHIHON LIETOYKH [3-
ri106MHa BXoAUT 154 aMUHOKHUCIIOT.

KakoBa Oymer BenuunHa cooTBeTcTByromel [-rmodunoBoit kJIHK, BbelpakeHHON B



HYKJIEOTUAHBIX Mapax?

44. B TreHOME DYKapUOTHMYECKOTO OpraHM3Ma HMEETCS  CJIOXKHBIM  TaHIAEMHO
nyrenupoBannbii TeH. Bennunna JJHK ogHOM kKommu 3TOTO reHa cocrasiser 4yTh Oombiine 20
KO.

CymMeT 11 TEeHHbIe HWHXKEHEpa B CBOEM apceHalie HAWTH MOIXOJSAIIANA BEKTOp s
KJIOHUPOBAHUS TAaHJAEMHOM KOTIMU JaHHOTO reHa?

4.5. TlomyyeH wHTepecHBIN (parMeHT AByxienodeunor uenoBeueckor JIHK ¢ tymbimu
KOHIIaMH Benn4uuHO# okoyio 200 HykieoTuaubixX map. [Ipuyem, B 3TOM parMeHTe HE 0Ka3aaoch
CalTOB PECTPUKITUU I yIOOHBIX pecTpukras, pacmersiomux JHK ¢ o6pazoBannem munkux
KOHIIOB.

YaacTcs 1 ycremHo KJIOHUPOBaTh 3TOT ¢parmeHT uenoBedeckor JIHK B m3BecTHBIX Bam
mwazMugax?

4.6. UccnenoBarensim B xoje Tpynoémkux skcrepumenToB no MPHK, ucnonesys pepment
o0paTHyI0 TpaHcKpunTaszy, yaanoch noiaydnts kJIHK rena Pgm apozodunsl. s ganpHermmx
AKCIEPUMEHTOB MOoTpeboBaoch Oobioe kosundectBo k/IHK storo rena.

Kakum criocobom uccnenoBarensm MoxHoO kionupoBaTth kKJIHK rena Pgm npozoduiber mms
HapaOOTKHU €ro J0CTaTOYHOI0 KOJIMYecTBa?

4.7. B maGoparopuu, HCIOIB3Yys OOpaTHYIO TpaHCKpHUMTaszy, yaaiochk mnoayuuth kJHK
BAKHOTO TI'eHa 4YelloBeKa. Bo3HuKIa ecTecTBEHHass HEOOXOIUMOCTb B TMOJYyYEHHH OOJIbIIOE
kosiaecTBO K/IHK 3Toro rena.

Kaxkas mocnegoBaTenbHOCTh AOKHA OBITh Y TuHKEpa Jutst 3Toi KIHK uto 061 MOkHO OBLIO0
e€ KIoHHUpoBaTh B I1azmuzie pBR322 no mapképy ycToHuMBOCTH K aMIUHULMIINHY?

4.8. Kak yxe OTMeuanoch, TalUIOWTHBIA TEHOM JIPOXKIKEBOTO Tpudka Saccharomyces
cerevisiae, COCTOSIIIMA U3 OJHOW XPOMOCOMBI, COAEPKUT OKoJIo 13,5 x10° HYKJICOTUIHBIX I1ap
JHK. TIlpu co3maHum TEHOMHOW OHOJMOTEKHM JPOXKIKEBOTO T'PUOKA  HMCIOJIB30BAIH
pectpukunoHHbl ¢epmeHT EcoRI. [lomyueHnHble ¢parMeHThl ObLIM BCTPOEHBI B BEKTOP U
KJIIOHUPOBaHHI B E. coli.

CKOJBPKO  pa3iMuHBIX KJIOHOB  cojaepkamux oriaudaoomuecs  ¢parmentel  JJHK
Saccharomyces cerevisiae COCTaBISIOT TCHOMHYIO OMOIMOTEKY 3TOTO BUIA?

4.9. Ilockonwpky pectpukraza EcoRI y3naér mocnmemoBatensHocTh JIHK, cocrosmnyro u3
IIECTH HYKJICOTHJIOB TO OHA OyAeT pa3pe3aTh Mojekyny asyxienodednoit JJHK B cpeanem onun
pa3 Ha 4096 HYKJIICOTHIHBIX TIap.

Moxxno 1nu kioHupoBaTh Kakue Jsmbo ¢dparmentsr JHK gpoxokeBoro rpubka
Saccharomyces cerevisiae B ¢pare A eciu oHU ObUTH pa3pe3ansbl hepmenTomM EcoRI?

4.10. I'enom Drosophila melanogaster, cocTosIMI U3 YETHIPEX XPOMOCOM, COAEPKHUT
oxormo 10° nykneotuanbix nap JHK. Tlpu co3manum reHOMHOW OMONMHOTEKH JIp030(HITbI
MeJaHOoracTep TakXKe UCIOJIb30Ball pPecTpUKIMOHHBIM (epmeHT EcoRI, a mnomyueHHsie
(dbparMeHThI ObLIM BCTPOEHBI B BEKTOP U KIIOHUPOBaHbI B E. coli.

CKOJIBKO pa3IMYHBIX KJIOHOB cojepxamux otiudarommuecs ¢parmentsl JJHK Drosophila
melanogaster COCTaBIISIFOT TCHOMHYIO OMOJIMOTEKY BUa B JAHHOM citydae?

4.11. B xozae co3naHusi FTeHOMHOM OMOIMOTEKH YeI0BEKa MCIOJIb30BaIN PECTPUKIIMOHHBII
dbepment Not [, y3Harommi OKTaMEpHYIO IOCIEAOBATEIBHOCTh TIITIIIIL, a TMOJIyYeHHbBIS
(¢bparMeHThI ObLIM BCTPOEHBI B BEKTOP U KIIOHUPOBaHbI B E. coli.

KakoBo B 3TOM ciydyae OyneT MHUHHUMAJIbHOE YHUCIO PAa3IMYHBIX KIOHOB COJAEpIKaIlUX
otnnyaromuecs pparmentsl JJHK B cocraBe reHoMHOM 6uOIMoTEKE YeIoBeKa?

4.12. Vccnenoarenu nonyunnu kIHK ns 6enxa mopckoit cBunku. Hcnomnssys sty k/IHK
B KayecTBE pAJUOAKTHBHO MEUYEHHOIO 30HJa ObLIO MPOBEICHO CKPUHUPOBAHHWE T€HOMHOM
OMOMMOTEKH W HAMJICH KJIOH COJIEP KAIMi CTPYKTYPHBIN T€H ISl JaHHOTO OerKa.

byayr nu otnuuarbca anextpodoperuueckue cnektpsl 3ot kAHK m ob6pasua JIHK
HalJEHHOI0 CTPYKTYpPHOTO IeHa mocie 3J1eKTpodopesa B arapo3HOM rese?



4.13. C nmomoIpio ToJiydeHHOU pagaunoakTuBHO MedeHHON KIHK ms 6enka yenoBeka Obut
MPOBEJIEH CKPUHUHI T€HOMHOW OMOIMOTEKM W HailieH KJIOH, COJAEpXKALUil CTPYKTYPHBIN IeH
Ui JAaHHOTO OelKa.

Kak Oyzmer BeIrsaers snekTpodoperpaMma mocie 3jiekTpodopesa B arapo3HOM Teje
obpasma oroit kJIHK wu obpasma JIHK
HaWJEHHOIO CTPYKTYpPHOTO reHa’?

JHK cBuHKI
kTHK

4.14. brina nonyuena kIHK mns BaxxHoro
Oenka wMopckod cBuHKH. Y atot  k/JHK
OTCYTCTBYET CaWT pecTpuUKUUU s pepmeHTa
EcoRI. Korga sra x/IHK Obuta micnosib3oBaHa
KaK  paJMOaKTUBHBIA  30HI I OnoT-
rUOpUAM3AIMOHHOTO aHainu3a ¢ (parMeHTaMu
renoMHo JIHK cBunkm, nmopeszanHoit EcoRI,

To Ha pamuorpamme tmocie CayszepH-0JIOT Zﬁbpauuorpamai
amammza B oOpasue  JHK  cBuHKHM par e"TO?;ayﬁpH,K
MIPUCYTCTBOBAIU TpH (ppakuuu (puc. 5). Gnor anazmisa.

MoryT 11 ToiydeHHbIe TpU (QpakIuy Ha paguorpaMMe CBHACTEILCTBOBATH O TOM, YTO B

r€HOME MOPCKOM CBUHKU UMEETCSI TPU KOIMH I'e€Ha JUIsl 3TOr0 BaXk-HOTo Oenka?

5. 33213‘11/1 NOBBLIIIEHHOH CI0KHOCTH

5.1. Kakum 00pazoMm MOXXHO BBIIEIUTh U3 TEHOMHOW OHOMMOTEKHM YeJIOBEKa
HACUYMTHIBAIOLIUN MHOTO THICSIY PA3IMYHBIX KIOHOB E. coli CTPYKTYpHBIM I'€H KOAUPYIOLIUN
MoJeKyny fS-rinobouHa’?

5.2. bema nonydena kJIHK s Baxuoro
Oenka 3eneHoit mapteimku. Ota kKJIHK Obina
UCI0JIb30BaHA KaK paJMOaKTUBHBIN 30HM IS
Cay3epH-0JI0T THOPHUIU3ANMOHHOTO aHalu3a C
¢parmentamu  reHomHout JIHK  mapThimkwy,
MOPE3aHHOMN pecTpUKImoHHbIM pepmernTom Hind
III. ABtopanuorpamma (parMeHTOB TI€HOMHOM
JHK wu k/IHK »3Toro reHa, pacuiemieHHbIX

IHK 3enénoit
MapTBILIKH
kTHK

¢epmentom HindlIIl npencraBieHa Ha PUCYHKE Puc. 6.
ABTopajuorpamMma
CIipaBa (pI/IC 6) ¢parmentoB  JITHK

3€J1€HOH MapThILIKU

[Touemy, B pe3ynbTaTe OOpabOTKH yocie  Caysepu-
pectpukuponneM  pepmentom HindIII, mocme & anamsa
CayzepH-0510T THOpUaM3aMKU deKTpodopeTrndeckuii crekTp obpasmoB reHomuoi JIHK mms
3TOr0 Ba)KHOTO OejiKa MapTHIIIKKM COCTOUT U3 ueThlpex (pakuumid, Torna kak k/IHK tompko u3

nByx?
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TEMA: I'eHHas1 JaKTHJIOCKONUS U MOJHBIHA

JHK ) . JHK

Bacia Muxaua CHKBEHC (IIpoYTeHHe) HYKJICOTHAHBIX
nocye 1 :,m; ———— }romonomwe nocjenoBarejabHocreii JTHK

:‘m‘: ?__‘m‘: XPOMOCOMBI

et S — LHEJb 3AHATHS: O3HAKOMUTHCS C METOAOM

JIOKYC 2 ) [ 3 ¥

— ——— renHoii nakTujockonuu (punrepnpunra JHK)

Yy 4YeloBeka M MeTOAAMH  NPOYTEHHUSA
(cexkBenupoBanusi) |HK y pa3HbIX BHA0OB Ha

Paspesanne NMpUMEPE pelICHUA TUIIOBBIX 3a/1a4
pecTpuKTazaMu u
arpyska JTHK B rem

1. TeopeTnueckast 4acThb

JIOKyC 3

4 =CalThI

PpeCTpUKIUT
B reHome KaxIoro 4eioBeKka MMeEETCS Tak
s |- 7
L e HaszbpiBaeMasd muHucaresiMTHas JTHK. B ocHose
c—— 5 KOMHH e CTPOECHHUS JIEKUT crporas
TIOBTOPSIOLIL

e NOCJAeI0BATENLHOCTL  cocrosmias w3 13
T T3 emwnocten HYKJICOTH/I0B. [enouka OJIHOM

Loty 2 (v
muHucaressimTHo JIHK wmoxer HacuuThiBaTh
Caysepn-G0t TAKUX MOBTOPSAIOUIMXCS IMOCIEI0BATEIIBHOCTENH OT

Puc. 1. VYhopomeHHas  cXemMa  HCIONB30BAaHMs

BapHabeIbHOTO  YMClIA  TAHAEMHO  IOBTOPSIIOLIMXCS OJIHOM JI0 HECKOJIBKMX ThHICAY. Y JII0JeH MMeeTcs
TOCIIE/IOBATEIBHOCTEH B TpoBencHUMM QuHrepnpuHta  5Ba M 0OJee JECATKOB MHHHMCATETJIMTHBIX
LeMo4YeK pacroJIOKEHHBIX Ha pa3HbIX XpoMocomaX. B CcOBOKyNmHOCTHM OHM 00pa3yroT Habop
munaHrcaTeIUTHRIX JIHK paznugarommxcs mo mmmHe. Bpiio oOHapyXeHO, YTO AJIsl KAMKIAOr0
YyeJI0BeKAa XapaKTepeH CBOW, MPUCYIIUMKA TOJBKO €My BapHAHT HA0Opa Takux TaHAEMHO
NOBTOPSAIOIIUXCH IOCJIEI0BATEAbHOCTEH OTIHYAKOIMXCA M0 JJIMHE, TO €CThb II0 YUCIY
OT/EIBbHBIX 3BE€HbEB. VIHBIMU CIIOBaMM CUTyalMs OKa3ajach CXOIHOW C OTIIEYAaTKaMHM I1aJbLEB
YeJoBeKa y Kaxaoro uMmeercsi coocrsennas munucareumrtHaas JJHK. [Tostomy n Mmeton ananmza
¢parmentoB  munucareumTHoM JIHK momyumn HasBanme TreHHOM JaKTHJIOCKONHU
(punrepnpunt JHK).

TexHonoruss reHHOW MAAKTWJIOCKONMM BKIIIOYACT PSIi XOPOUIO pPa3pabOTaHHBIX M yKe
paccMOTpeHHbIX HaMH MeToA0B. CHauana u3 Kakux Jubo kietok Boiaensor JJHK u ¢ momoribio
pecTpukTa3z paspe3aroT €€ Ha (parmMeHThl pa3HOW umMHBL Cpean ¢(parMeHTOB €CTECTBEHHO
OyayT Te, KOTOpble cojJepkaT BapuadeJlbHble MHHHCATEJUIUTHI. Jlanee mnpoBoaUTCS
crannaptHbii  Cay3epH-On0T aHanmu3. Bce monydeHHble  (QparMeHTbl  MOABEPraroTCs
anekTpodopesy B rene U ppakuum coaep:kamue muHucare;uiutuyw JHK BreisiBisioTcs ¢
IIOMOIIIBIO CIIEHMAJIBHOTO MEYEHOr'0 30HAAa KOMIUIEMEHTAPHOTO K 3BEHY M3 13 mOBTOpAIOIIMXCA
HYKJIEOTHA0B. Tak Kak 30H] palnOaKTUBEH, TO OH 3aCBEYMBAET PEHI'€HOBCKYIO INIEHKY TOJBKO B
ONPENENEHHBIX MECTax, JaBas KapTHUHY W3 HECKOJBKHX JECATKOB YEPEIYIOLIUXCS TEMHBIX
¢bpakiuii, COOTBETCTBYIOIUX OTAENIbHBIM MHUHHcATeIIUTaM. (CxemaTuueckoe H300pakeHue
9TaNoOB MCIOJIb30BAaHUS BapuadeJbHOI0 YHCJIA TAHAEMHBIX IOBTOPOB IIpU IMPOBEICHUH
¢unrepnpunra JIHK npencrasnena Ha puc. 1.

Jlnst nByX mroziel KapTHHA Ha aBTOPAJUOrpaMMe CYIIECTBEHHO OTJIMYAETCS KAK I10 YHUCIY,
TaK M 0 PaclOiIOXKEHUIO U MHTEHCUBHOCTH (pakiuii. Yem Oosiee poJCTBEHHBI aHAIU3UPYEMbIE
ocobu, TeM uyHcio coB-majatromux noinoc nocie ¢urrepnpurra JHK Oyner Oosbimie u
Hao0opoT. [TomHOCTBIO coBnamaromue crekTpbl MuHUcATe N IMTHOH JTHK BBISBISIOTCS TOJIBKO
y oJHOSIHIEBbIX Onu3HenoB. Cieayer A100aBUTh, YTO METOJ (PUHrepnpuHTa MUHHCATEIUIUTHOMN
JIHK o6nanaer BBICOKOW UyBCTBUTENIBHOCTBIO M aHAIM3 MOXHO IMPOBOJUTH Ha OJHOW Karuie
KPOBH WJIM HECKOJIBKHX BOJIOCSHBIX JIYKOBHII.

Ounrepnpunt, Cay3epH OJOTTUHT U JIpyTHe METObl aHAJIN3a PECTPUKIIMOHHBIX (pparMeHToB
JIHK panmu BO3MOKHOCTB CHEJIaTh MHOTO BaXKHBIX OTKPBITUM B TI'€HHOM WHXEHEPUH, HO
HACTOSIIMM YCIIEXOM CTaja pa3paboTka MeToa0B cukBeHupoBanusi (parmentoB /IHK
mmHo  100-500  mykieormaneix  map.  llepBelii  mpsAMol  MeTOA  ompeAesIeHUs!



nociaenoBareabHoctTn JAHK 6bu1 npennoxen @. Conrepom B 1975 r. OH ocHOBaH Ha
anonranun JHK npu nmomomu dpepmenta JHK-nosmmepasbl. 3tum criocodbom Obla OBICTPO
cukBeHupoBaHa kopotkas JIHK ¢ara ¢x174, nnunoit 5,4 k0. CToJIb XK€ MOITHBIM METOJ CHK-
BeHca JIHK Obu1 paspaboran A. Makcamom u VY. T'mnbGeprom B 1977 1. B I'apBapackom
yHuBepcurere. C ero moMouipl0 MEHEe YeM 3a T0J yAaJloCh YCTaHOBUTH IOCIIEOBATENbHOCTD
JHK nns Bupyca sv-40 (5,2 k6) u minazmuasl pPBR322 (4,3 k0).
i Metoxa cukBenupoBanus JHK no Makcamomy-
; I'mabepry 3akmouaercs B cienyromeM. OIWH U3 KOH-
noB ¢parmenta JIHK, mocinenoBarenbHOCTh KOTOPOTO
HY>KHO IIPOYMTATh (CEKBEHUPOBATH) METST C TOMOIUIBIO
32p, IIpenapar meuenoii IHK nenar Ha gersipe nop-
UM W KaXIYI0 W3 HUX 00padaThIBalOT PEareHTOM,
crenu(u-yeckd  paspyllarolluM OJHO U3 YeTbIpex
ocHoBanuit JIHK. VcinoBus peakiuu monduparot
TakuM oOpa3om, 4ToObl Ha Kaxayio moiiekyny JIHK

JByxuenouyeynas JJTHK
v
\l/ Opnnouenoveynas JTHK

Ienu pa3jensroT 1 NoJydaroT rpenapar
OJTHOI U3 HUX

\

~ {71 IN
g | e | |
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XUMHYCCKUM IyTeM pa3pymarT OJHO H3 YCTBIPEX OCHOBaHHﬁ, B
pe3ynbTare qgero TIPOUCXOAUT pacuICIlICHUE nemnu B
COOTBETCTBYIOIIUX TOYKax. Vcnosust peakuu I'IOL[GI/IPBK)T TaKuM
06pa30M, l{T06BI B Ka)K]IOﬁ TOYKE paclICIIAJIIMCh TOJIBKO HEKOTOPBIC

U3 1eneif; Ipu 3ToM NoiydaeTcs Habop GparMeHTOB PasHOI JIMHBI

MIPUXOIUIIOCH JIMIIb HECKOJIBKO NoBpexacHui. Korga
9T  MOBPEXKIEHHBIE  MOJIEKYJbl  00pabaThIBaOT
nunepuauiom, B JIHK oOpasyercs paspeiB B TOM
MecCTe, Tlleé HaXOAWIOCh Pa3pyLIEeHHOE OCHOBaHue. B
pe3ynbTare MOJIYy4aeTCst HaOop MeYeHBbIX
(pparMeHTOB, JUIMHBI KOTOPBIX OIPEACISAIOTCS pac-

CTOSIHUEM OT pPa3pyLIEeHHOIO OCHOBAaHMS 10 KOHIA
Mmouekynbl. Hanpumep, ecnu ocratku I Haxonarcs Ha
pacctostiuu 2, 6, 11 u 16 HYKJIEOTHIOB OT MEUEHOTO
KOHIIAa, KaKk B CIlydae pPacCMOTPEHHOM Ha DPHUCYHKE
cieBa, To oOpaboTka mannoi nenu JJHK pearenramu,
pazpyma-fomuMu I, npuBenér Kk 00pa3oBaHHUIO
MEYEHbIX (parMeHTOB uHOU 2, 6, 11 u 16 HykIeo-
TUJOB (IpU 3TOM, €CTECTBEHHO OOpa3yloTcs €lle U
dbparmenTsl UIMHHOW 3 W 4 HYKIEOTHIA, HO 3TH
(GbparMeHThl pPAcMOJIOKEHHbIE MEXIy ocTaTkamu [
Oyayr He  MeueHHbIMHM). Halopel  MeueHbIX
(¢bparMeHTOB, 00pa3yIOIIUXCS PU KaXI0W U3 YeThIPEX
peakuuil MOJBEpraroT 3IEKTPoPope3y B COCETHUX
JOPO’KKaX MOJUAKPWIAMUJHOTO Telsd, HpU ITOM
npoucxoauT  pazmenenue  ¢pparmentoB  JHK B
COOTBETCTBUU C MX pa3MepaMu. 3aTeM IMPOBOJAT pa-
nuoastorpacguto ress. Habop nosoc, peructpupyemMpix Ha pEHTT€HOBCKOH MIIEHKE, «YMTAKOTY,
ompezensis TakuM o0pa3oM HyKJ/JeoTHAHYI mnocienaoBareabHocth JIHK. Tak B mpumepe
MIPE/ICTAaBJICHHOM Ha pUCyHKe cTp. 65 mocinenoBarenbHocTh Henouku JHK ot medenoro xonia
Oyzet cienyromast AT AATATLILLIATATT.

st ananm3a mocnenoatenpHocTe JIHK mumpoko mcmons3yercs takke meton Canrepa
OCHOBAHHBIN HA UCIIOJIb30BAHUM IUJI€30KCH HYKJIEOTHIOB.

B nocnennue roapl BMECTO paJuOaKTUBHBIX METOK MPU aHAJIM3€ IMOCIIEOBATEIbHOCTEN
JIHK ucnone3yrorcst QpiuroopucIieHTHOE oKpamiBaHue. DIII0OPUCIIEHTHBIE KPACUTENU Pa3HOro
[BETa MPUMEHSIOTCA JUISl KaXIOro U3 UeThIpEX HYKIEOTHIOB M YEThIpE CMECU
anekrpodopesupyrorcs  BMecTe.  (DIIIOOPUCLEHTHBIM — aHaluW3  MO3BOJIAET  OMNPENEIATh
nocienoBarenbHocTh JJHK aBTOMatnuecku, 94To 1aéT BO3MOXKHOCTH MpounThiBaTh O0see 1000
HYKJICOTH/IHBIX Map 3a OJIHY OIEpaLHIO.
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C nomombio snekrpodopesa B rese (pparMeHThl PasieNsITCS 10
pasMepy; T€ HU3 HHUX. KOTOPBIC COAEpKAT PaAHOAKTHBHYIO METKY,
OCTaBJIAIOT «OTIICYATKH Ha pCHTFCHOBCKOﬁ IIJICHKE. Tlo
TIOJIOXKEHHUIO DTHUX OTII€YAaTKOB MOXXHO ONpPEACIITh, KaKO€ HWMEHHO
OCHOBAaHME OBUIO pa3pyIICHO NpH 0Opa3OBAaHMM KakKIOro M3
PpaaroOaKTHBHBIX q)paFMCHTOB

2. Ki1roueBblie cj10Ba U NOHATUSA



vmuHncaresumTHas JTHK MeTOoAbI CUKBEHUPOBAHUS
crporasi mocjaenosareqbHocte u3 13 | ¢pparmentor JTHK

HYKJICOTH0B MeTox omnpeseaeHust
MHHHCATEJUVIMTHAS LEeNoYKa nociaegosareasnocta JJTHK

TAHAEMHO  IOBTOPSIIOIIMECS no- | nonranus JHK

CJIEI0BATEIbHOCTH JHK-nosumepasbl

TeHHAast JAKTHJI0CKONMS cukpennposanne JIHK mo Mak-
¢unrepnpunt JHK camomy-I'undepry
runepsapuade/bHbIe MHHHUcaTesn- | npenapat medenoii JJTHK

JIMTHI Ha00p Me4eHBbIX )ParMeHTOB
yyactkn MuHHcareqauTHoii JIHK | «4reHme» HykJIeoTHAHON mocjienoBa-
OTJIMYAIOLIHECs 110 JJIMHE TeasHoctn JJTHK

3. IlpuMepsI pelieHUs 3a1a4

JIHK 1
JIHK 2

3.1. O6pa3us! yenoseueckoit JJHK ob6paGoTanubie
pecTpuKTazaMu OBUIM MPOAHATU3UPOBAHBI METOJIOM
(¢uHrepnpuHTa C  HCIOJB30BAHHEM  PATUKTHBHO
MEUEHOTO 30HJa KOMIUIEMEHTApHOTO K 3BEHBIM
munucatesmutHot JJHK. Cxemarmueckoe wnzobpaxke-
HU€ paguoTpaMMbl MPOBEAEHHOTO (DUHTEpPIpPUHTA
JHK npencraiieHbl Ha pUCYHKE CIIpaBa.

Hcxons u3 xapaktepa CeKkTpa YKOKHUTE y OJHOTO WM ABYX uenoBek Obuia B3sra JJHK ms
aHanuza?

Pemenue:

B kaxmom cnektpe o6OpasnoB JHK mnpencraBieHHBpIXx Ha pagworpamMme C TIpaBa
HacuuthiBaeTcs no 10 ¢pakmuit. [Tockonsky TosbKO 1 (ppakmus y aAByX 00Opas3iioB MOJHOCTHIO
COBI/IaeT, B TO BpeMs, Kak 1o 9 ¢pakuusaMm umerorcs 4ETKUE OTIMYUS MOXKHO OJHO3HAUHO
zakmounts, yro JHK 1 w JJHK 2 B3sta anga ¢uurepnpuHTa y JIBYX HEPOJCTBEHHBIX
VHJIMBUYYMOB.

3.2. Ha pucynke cmpaBa mnpencraBiieHO _
n3o0paxkenue pamuorpammel  obpasmoB JJHK Tpéx -
YEJ0BEK, MIPOAHAIU3UPOBAHBIX METOZIOM "= as

(GuHreprnpuHTa C HCHOJB30BAHUEM PATUKTHUBHO
MEUEHOT0 30HJa, KOMIIJIEMEHTAPHOIO K 3BEHBSAM
muHucaresuton JJHK. —-

Hcxona m3 xapakrepa CIEKTpa Ha paguorpaMmme -
JHK nosyueHHOWl B pe3yiabTare  (UHrepnpuHTa "
YKQ)KUTE BO3MOXKHO JIM HAJIMYHE POJICTBCHHBIX CBSI3CH Gy 2
y IPOaHATM3UPOBAHHBIX TPEX YETOBEK?

Pemenue:

PoncrBeHHble CBSI3U BO3MOYKHBI TOJIBKO MEXKIY HMCCIEI0BAaHHBIMH MHAMBUAYyMaMu Nel u
Ne2, nockonpky u3 nepBeix 15 ¢pakuuit JJHK y Hux coBnagaer 5. B Toxe BpeMst HHAUBUIYYM
Ne3 He MoxeT UMeTh ¢ ABYMs NEPBBIMM HUKAKUX POJICTBEHHBIX CBs3€Hl, T. K. U3 17 mepBbIX
¢pakiuuii y HEro ¢ HHUMHU HE COBNQJAaeT HU OJHOM HHM IO HWHTEHCHUBHOCTH, HH IO
NMEKTPOPOPETUUECKON MOABUKHOCTH.

3.3. Hyxneornanas
IIOCJIEI0BATEIBHOCTD KOPOTKOTO
pectpukuuonnoro ¢parmenra JHK
JUIMHHOW B 15 HyKJIeOTHI0OB Oblia
CUKBEHMpOBaHa MeToqoM Makcama-
['unGepra.

Ha OCHOBE CIIEKTpa
MIPEACTABICHHOIO HAa pajuorpamme
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crpaBa onpenenure (IpoYuTanTe) HyKICOTUAHYIO ITociienoBareabHocTh pparmenta JJHK.

Pemenue:

Cytp MeTOnma mnpouTeHHs (OmMpeneneHus1) HYKICOTHIHOW TMOCIEAOBATEIPHOCTH TIO
pe3ynbraTam 3jekTpodopesa Ha paauoaBTorpade reis 3aKiIoyaeTcss B cieayromeM. UYreHue
HYKJICOTHUJHOW LEMOYKA HAYMHAETCA C pPaJMOaKTHBHO MEUYEHOro KOHHa. Yem Kopoue
paZvoaKTUBHBIN (parMeHT Ha rejie, TeM OJM)KEe MCKOMBIM HYKJIEOTHJ PACHOJIOKEH K Hadaly
uenouku. [losToMy camblii KOPOTKHN pagHOaKTUBHBIN ()parMEHT U COOTBETCTBEHHO IEPBBIi
HYKJICOTHJ] DPACIOJIaraloTcs B CaMOM HIKHEW vactu rens. Ha Hamed pagumorpamMmme 3TO
nykieotua LI, Bropoit I', Tpetuit u uerBépThiii A, marteiii T, mecroil A u T.1. BBEpX IO
paguoaBTorpady res.

TakuM o00pa3oM HYKJIEOTHIHAS TOCJIEI0BATEIBHOCTh KOPOTKOTO PECTPUKIIMOHHOTO
¢parmenta JIHK w3 15 HykineotumoB 1o

pe3yapTaTam CHKBEHHPOBAHHS -
MPEJICTABJICHHOIO Ha JaHHOW pajuorpaMme -
cienyromas: HTAATATLIATATT. -
34. Ucnonwzys TUTSt aHanm3a o -
3IEKTPO(HOPETHIECKHU T CIIEKTD, -
IIPEACTABICHHBIM HA paauorpaMme puc. 2 T

onpenennTe KOIPOUUUEHT CHEUUMUIHOCTH pye, 2. Cxema pammo-
HykieotuHoro cocrasa st JIHK denoseka mo  pavmsl ciraeiica JIHK
pe3ynbTaTaM CUKBEHHpOBaHHUs 20 HyKI€OTHIOB

B JIaHHOM pecTpukimonHom ¢parmente [JHK.

Pemenne:

[lepBrlii HyKkneTu B faHHOM pparmente 0ynet T, Bropoit A, tpetuii T, yerBeptsiii L] u 1.1.
BBEPX I10 paguoaBTorpady resms.

B nenom HykieoTuaHas MOCIEAOBATEIbHOCTh pecTpUKUMOHHOrO (pparmenta JIHK uz 20
HYKJIEOTHJIOB TI0 pe3ysibTaTaM CHUKBEHUPOBAaHUS MPEACTABICHHOrO Ha paguorpamme (puc. 2)
caenymomasi: TATUATATHTTIAALL-TIIATA. CoorHolIeHHe HYKICOTHAHBIX Iap I'+11 k A+T, cocraBisromux
ko3¢ ¢uuueHT  crneuuPUYHOCTH  JUISL  JAHHOTO
¢parmenta JIHK genoseka 6yaer 7/13 wm 0.53.

JIHK 1
JIHK 2

4. 3apauu 1J151 CAMOKOHTPOJISA

4.1. Ha pucyHke cmpaBa NPeACTABICHO
CXEMaTHYECKOE n300paxkeHne paauorpaMmMabl
oOpa3uoB yenoBeuyeckor JJHK, npoananusmupoBaHHbIX
MeTOJIOM  (UHTEPIPUHTA C  HCIOJIH30Ba-HUEM
PaJIMKTUBHO MEUYEHOI'0 30HJa KOMIUJIEMEHTapHOIO K
3BeHbsIM MuHucatemautaHon JIHK.

Hcxons u3 xapakrepa CrieKkTpa YKaKHUTE y OJHOTO WM JBYX uenoBek Obuta B3sTa JJHK s
aHanuza?

4.2. Ecim o6pa3ipr yenoBeueckoit JIHK

MPEACTABICHHBIC Ha paguorpamme B 2822
npeApIaymend 3amade ObLTM B3STHI Y JIBYX ~
YEJIOBEK, TO B KaKOW CTENEeHH POJICTBA TIO -
OTHOIIEHHUIO APYT K IPYr'y OHU HAXOISTCS? - -
4.3. O6pasusl [IHK, B3saTHIC ¥ MaTepu, €€ -
pebEHKa M IBYX MYXKYWH, MPETCHIYIONIMX HA :.'E ’
TO, YTO OHHM SABIAIOTCI OTHAMH O -
MpOaHAM3UPOBAHBl METOJIOM (DUHTEPIPUHTA "’
MHHUCATEIUINTHON JHK. Pagnorpamma gggg
noJiydeHHbIX crieKTpoB JIHK 4eThIpEX 4eioBeK pyc. 3. JTHK
npeacTaBieHa Ha puc.3. (bunrepnpunr - marepn,

peOEHKa U IBYX MY)KYHH.



[Ipoananusupyiite
MPEACTABICHHBIE  CIIEKTPHI
nocie GUHTEPNPUHTA U YKAKUTE, KTO &

=t v e
u3 TBYX MY>KUHH SIBJISIETCS =H
OMOJIOTHYECKHUM  OTLIOM  JaHHOTO l

PaguoasTorpad renas
JIHK T A r i

e

pebenka?

4.4. Ha wmecre mnpecTyruieHHs
KpoMe 00pasIoB OMOJIOTUYECKHIX
TKaHEeW >KEepPTBbl ObUIM OOHApPYKEHbI
o0Opa3lbl  BOJIOCSHBIX  (DOJUIMKYI
MIPEI0JIaraeMoro MPECTYITHUKA.
Criektpsl JJHK JKEPTBBI u
MIPEII0JIaraeMoro MIPECTYITHUKA,
[IOJIy4YEHHBIE B pe3ynbrare
¢unrepnpunTa MunucareNIuTHOU JJHK  Puc. 4. dusrepnpunr JTHK xepr-

MIPEJICTaBIICHBI Ha paarorpamme, ﬁ‘;‘;CTynH“Ka “peﬂu“"“arae“;ggi

MPUBEACHHON Ha puc. 4, Ha JOPOXKKAX

Nol m Ne2 coorBerctBeHHO. bbur mpoBenen Takke ananmu3 obOpasnoB JHK Tpex uenosex,
[10/I03pEBAaEMBIX B COBeplIeHUU JaHHoro npecrymieHus. Crnexkrpsl ux JIHK pacrnonoxxens! Ha
nopoxkax NeNe 3-5,

Hcxons u3 npencrasnennbix cnekrpos JJHK nocne ¢unrepnpunTa ykakure, KTO U3 Tpex
[10103PEBAEMBIX SIBJISIETCS IPEATIONAraeMbIM IPECTYITHUKOM?

o
| 11

Kopotkue
(hparMeHTsI

"o
wui

4.5. B xone paccienoBanus yOulicTBa Ha MeCTe MpECTYIUICHHs Obljia OOHapy)KeHa Karuis
KpPOBU INpHHAJJEKalas yowiime. | , 4 s 6 7
Cnextpsl JIHK nanHO#W Kamum
KpOBH, a TaKxe cemMu
[10/I03pEBAEMBIX, IOJYYECHHbBIE B
pe3ynbTaTe ¢buHreprpuHTa
MHHUCATEIUIUTHOU JHK
IIpEJICTaBJICHbl Ha paJuorpamme,
npuBeAeHHOM Ha puc. 5. CnekTp
JIHK o00pa3uoB Kamiu KpoBH,
OCTAaBJICHHBIM TMPECTYITHUKOM Ha
paauorpaMmme OTMEYEH
3BE3JOUYKOM, a CHEKTPbl CEMHU
MOJI03PEBAEMBIX - ITU(pamMHu.

HCXOM U3 IPENCTABICHHBIX Puc. 5. DunrepnpuHT CIIEKTPOB
CIICKTPOB ILHK O6p33HOB KPOBHM  munucaremmrroii JIHK ofpasua xamm
Ha pa)]I/IOFpaMMC HOCJ'IC Eggs:ygf::“u: U CEMHU ITOAO3PEBAEMBIX B
(GUHTepIpUHTa, YKaXKUTE, KTO U3
CEeMH MOJ03PEBAEMBbIX SBJIIETCS PEANOIAraeMbIM MPECTYITHUKOM ?

4.6. B xome MOJIEKYISIPHO-TEHETU-YECKUX HKCIIEPUMEHTOB BO3HHUKJIA HEOOXOJIUMOCTH
YCTAaHOBUTH HYKJICOTUIHYIO IOCJIEI0BATEIbHOCTh KOPOTKOIO PECTPUKIMOHHOIO (parMeHTa
JHK mpimm juinHoit B 20 HYKJICOTHAHBIX map. DTOT (parMeHT OblI CUKBEHHUPOBAH METOJOM
Makcama-I'un6epra.

Cxemarnueckoe wu3o0pakeHne paauoaBTorpada rems, IOJyd4eHHOTO B pe3yabTare
cukBeHUpoBaHus kopoTkoro ¢pparmenta JJHK mpimu no Makcamy-I minbGepty npeacraBieHo Ha
PHUCYHKE CITpaBa.

Hcxons u3 xapakrepa 37aeKTpO(POPETUUECKOTO CHEKTpa MPEACTaBIEHHOTO Ha pajnorpamme
CIpaBa OMNpEAETUTe TOYHYI0 HYKICOTHUIHYIO IOCJIEI0BATEIbHOCTh  PECTPUKLIMOHHOTO
¢parmenta JJHK mbimm jmunoi B 20 HyKI€OTUIHBIX nap?



4.7. Y4éHble MoJIyduIM UHTEPECHBIH pecTpukiuoHHbIi ¢pparment AHK minnoit 6onee 60
HYKJICOTHIHBIX TMap W3 TeHOMa IUIONOoBOM Mymiku Drosophila melanogaster. Ha puc. 6

MNPpUBCACHO CXEMATHUUYCCKOC I/1306pa)K€HI/IC

pagroaBTorpada MOJHAKPHIAMHIHOTO

rens,

MOJIyYUEHHOTO B pe3ylbTaTe CHUKBEHUpOBaHUsA 10 Makcamy-I'mibepry pecTpUKIHOHHOTO
dbparmenta JJTHK nposzoduisl mymmHo# 60s1ee 60 HYKICOTHIHBIX TTap.
Hcnonw3ys Ui aHanm3a AIEKTPO(OPEeTHUIEeCKUi CHEKTp MPEICTaBICHHBIA Ha CXeMe

paauorpaMmsbl (puc. 6) ompenenuTe TOYHYIO
HYKJIIEOTUAHYIO IOCJIEI0BAaTEIbHOCTh MEPBBIX
20  HYKJIEOTHIOB B  PECTPUKLHUOHHOM
¢parmente IHK nposzodusr.

4.8. Ilo snexTpodopeTuuecKomMy CIEKTPY
MIPEJICTaBJICHHOMY Ha pajuorpaMMme puc. O,
KOTOPBIH ~ OBUI ~ TMOJYyYEHHOMY  METOJIOM
Makcama-I'unbepra  ompenenuTe  TOYHYIO
HYKJIIEOTHAHYIO IOCIEA0BATEIbHOCTh MEPBBIX
40  HYKICOTHJOB B  PECTPUKIIMOHHOM
¢parmente IHK nposzoduisr.

4.9, Ucnons3ys
AMEKTPOPOPETUUECKHI
MIPE/ICTAaBJICHHBIH Ha paguorpaMMe pHC.

aHau3a
CIIEKTD,

JUIA
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Kopotkue
parMeHThI

6 Puc. 6. Cxema paauo-
rpammbl cukBenca JJHK

onpenenute KOAXPOUIHEHT CHEHUPUIHOCTH Aposodmsi
HykieotuaHoro cocrtaBa g JIHK nposodunbl mo pesynbratam ananmuza nepsbix S0
HYKJIEOTHIOB B JaHHOM pecTpukunoHHOM ¢parmente JJHK.

4.10. brina ycraHoBlI€HA HYKJICOTHUIHAS TIOCIEA0BAaTENbHOCTh KOpOoTKOoro gparmenta JJHK
npo3odmisl coctosmui U3 30 HYKICOTHIOB. DTa TOCIEIOBATEIHLHOCTh MMeEJa CICHYIONIUN

COCTaB: THALTT LI LITTTI{LIAT TLITT-AAATILITT.
Kak Oyner BBITJIAZIETH cxema
paguorpammbl  cukBeHca JIHK mis stux 30
HYKJIEOTH/10B?
4.11. IIpocexkBeHUPOBAHHBIA (PparMeHT
JHK wumeer crueayonyro HYKICOTHUIHYIO

IIOCICA0OBATCIIBHOCTE:
ITTMHATUTITIATTAATT AATHI TIHIAALLIT

N3o6pazute cxXemy paarorpaMmbl
cukBeHca JIHK st aTux Hykieotunos?

4.12. Ha puc. 7 IIpUBEICHA
paauroaBTorpadusi MOJMAKPUIAMUIHOTO TeJs,
MIOJIyYUEHHOTO B pe3yJibTaTe CEKBEHUPOBAHMUS

no Conrepy ¢parmenta JHK wuyenoseka
JIMHOM 50 HYKJIEOTUIHBIX Mmap.

Hcnone3ys JUIsL aHanusa
AMEKTPOPOPETUUCCKHIT CIIEKTP
NpeJICTaBICHHBI Ha paauorpamme (puc.

I T AI

i

(LW

Puc. 7. Cxema paauo-
rpammbl cukBenca JJHK
YeJIoBeKa

7) omnpenenute

TOYHYI0  HYKJIEOTHIHYIO

mocsea0BaTebHOCTh TepBhiX 20 HykieoTna0B Bo pparmente JIHK uenosexa.

4.13. Ucxoas u3 snexrpodopernyeckoro cnekrpa JAHK nmpencraBienHoro Ha paauorpamme
puc. 7 onpenenuTe HyKI€OTHIHYIO 10CIEA0BaTeIbHOCT 30 MOCIeIHUX HYKIEOTHI0B.

4.14. Briuucnure ko3ppunuent cneuuduunoctu s pparmenra JJHK yenoBeka Ha ocHOBe
pe3yIbTaTOB CEKBEHUPOBaHUs 110 CIHrepy, KOTOPbIE MPEACTaBIECHB] HA paauorpaMme (puc. 7).

5. 33213‘11/1 NOBBLIIEHHOH CJIOKHOCTH



5.1. UsBectHo, uto wmutoxoHgpuaiabHas JHK @parvent
.- o o MHUTOXOHAPHAJIBHOU
nepenacTcess IMOTOMKAaM TOJIBKO C SIMICKICTKOM, T. €. JAHK
AnHa MHexeH oOooTTINOT
Hacleayercs o
YT ooTTIHIT
MAaTE€pUHCKOMN JIMHUH. 3
Ananms HYKJICOTHTHON dnunbypreiuii TTOOT I
) ? (HUK AJICKCaHIPbI)
ITOCJIEI0BATEIBHOCTH :
mutoxoHapuansHoit  JIHK
ITO3BOJIHJI YCTaHOBUTH
WCTUHY B OJHOW MOYTH
JNETEKTUBHOMN HUCTOPHUH.

Honrune  rogpl  MHOTHE
Puc. 8. Cembs ocineiHero poccuiicCkoro umIepaTopa

BCpUIIA, HTO HEKas AHHa Huxonas II. apuna Anexcanapa @énopoBHa BBEpXy
Mbuexen SABJIISICTCS  cnpaBa, AHacTtacusi 1 Ajiekceil CUAST OOHSBILHCD.

AHacracuel, crnacumiercss OoT CMepTH Jodepbro pycckoro uaps Hwukonas II u ero xeHsl
Anexcannpel (puc. 8). Jpyrue ke cuutanu AHHY MbdHexeH camo3BaHKOW. OHAKO
OJIHO3HAYHBIX OOBEKTUBHBIX J10-Ka3aTEIbCTB CBOEH MpaBOTHl HU Ta, HU Jpyras CTOPOHA
MPEeI0CTaBUTh HE MOTJIH.

Huxe npuBenén ¢gparMeHT HyKJICOTHIHOM MOCeA0BaTeNbHOCTH MUTOXOHApUanbHoi JIHK
Annbl MoHexeH, e€ memsHHuka Kapina Mayuepa, a Takke repuora 9IuHOYprckoro, KOTOPBIi
SBJIETCA IUIEMSIHHUKOM IOCJIETHEN pycCKON HapHibl AJIeKCaHIpbl — MaTepU AHACTaCHH.

Hcxons w3 nmpuBeAEHHBIX HYKJICOTHUJHBIX IOCIEA0BATEIBHOCTEH KOPOTKUX (PparMeHTOB
mutoxoHapuanbHoi JIHK ykaxure ™morna sm AnHa MbdHEXeH SBIATHCA IPHUHLIECCOM
Amnacracuen.

5.2. Cuwmraercs, 4YTO HacleACTBEHHOE 3a0oJieBaHUME TeMO(WINs, BBI3BIBAOIIECE
HECBEPTHIBAEMOCTh KPOBU M HIMPOKO pacnpocTpaHEHHOE B 19 Beke B KOPOJIEBCKHX CEMBSIX
EBpomnbl nepBoHa4aIbHO BO3HUKIIO B PE3yJIbTaTe MYTAllMH y aHIVIMICKOM KOposeBbl Bukropuu,
KOTopas Oblla I'e€TepO3UTOTHBIM HOCHUTENEM 3To Oosie3HH. MIMEHHO 3Ty MyTanuio Mo reHy
remMo(puiauu yepe3 CBOI MaTh Iapully AJIEKCaHJPY yHacjieloBal M MIAAIIMN ChIH LApeBUY
Anexceit. CymectByeT Oomblas BEPOSATHOCTh TOTO, YTO TPHUHIIECCA AHACTacus, CecTpa
Anexcesi, MorJa ObITh TaKXK€ HOCUTEJbHULIEH TeHa TeMO(DUITHH.

Mo>kHO 1M onupasch HAa NMPUBEICHHbIE CBEICHUS, a TAK)KE HCIOJb3Ys JaHHbIE 3a1auu 5.1
YCTAaHOBUTH MOCJIENOBATENIbHOCTh 6 HykieotuaHoro @parmenra MTAHK y anrmmiickoit
KOpOJIEBBI BUKTOpHUH, Cynpyru mociieIHero pycckoro mnapsi AJeKCaHAphl U UX JeTell AHacTacuu
u Anekces?

5.3. Emé B 1949 r. Jlaiinyc [lonuHT ycTaHOBHII, YTO HACJIEACTBEHHOE 3a00JIeBaHUE KPOBU —
CEepIIOBUIHO-KIETOYHAS aHeMUs
BBI3BIBAETCS ~ MyTalued, KOTopas T A T I r ATH
U3MEHSIET B T€HE TOJbKO 1 HYKIeOTH]
B pe3ylbTare 4Yero HapylaeTcs
¢byHKIMS ~ BaxkHeimero Oenka -

remornobuna. Ha pucynke cmpaBa |——_ _ | |[==—_"
(puc.9) npencTaBICHO CXEMAaTHYECKOE | = _ = - =
I/I306pa)KGHI/Ie pe3yIbTaTOB Puc. 9. Cxemartnueckoe u30-
CCKBCHUPOBAHMA KOPOTKOTO OpakeHHEe CHKBEHCA KOPOTKOTO

(dparmenta  JIHK  HOpMajbHOrO
Ha4vyaJIbHOI'O @paFMCHTa I[HK (cieBa) M MyTaHTHOro (cmpaBa)

rJIOOMHOBOTO TEHA.
HOpMaJIbHOT'O 158 MYTaHTHOT'O

IJI0OMHOBOTO I'eHa.

Hcnonb3ys pe3ynbTaThl CUKBEHCA HAaWAUTE MYTALUIO B TJIOOMHOBOM T'€HE NMPHUBOJAAIIYIO K
CEpPIOBHIHO-KIETOYHON aHEMHUH.

5.4. KakoB MexaHu3M JEUCTBHSI CEPIIOBUIAHO-KIETOYHOW MyTallMu 1O [-rjIo0MHO-BOMY

redy? [Ipu 3TOoM HEOOXOAMMO CXE€MaTHYECKH OTPa3UTh BCE ATAllbl peaM3alliy T'€HETUYECKOU
nH(popMalUy B HOPMaJIbHOM U MYTaHTHOM CaiiTe OT I'eHa 70 (PEHOTUIIMYECKOTO MpU3HAKa.



5.5. Bea Hay4dHas
BOCXHUIIIECHUEM W HaICKIOH
pe3yapTaTax YCIEIIHOTO
Honnu W3 COMaTHYECKOM
OpHako HaUUIOCh  HEMallo
BepwiM B TO, uto Jlommm
COMAaTUYECKOMN KJIETKH
nopoel Oun Jlopcer.

Hns TOTO,
MOJIEKYJISIpHBIE
AKCHEPUMEHT
¢buHreprpuHTa
Onn B35UIH o0pa31bl
BBIMEHU JIOHOPCKOW  OBIIbI
KJIIETOK BBIMEHHM JOHOPCKOU
Joinn, a Takxke u3 12 apyrux
paspes3aHa pEeCTpPUKTA301
MpoBeACH dJeKTpodopes u
HCI0JIb30BAHUEM
CriexTpbl JHK OBEYKH
KJIIETOK BBIMEHHM JTOHOPCKOU
MOJIyYeHHbIE B  pe3yJbTaTe
MHHUCATEIUIUTHOM JHK,
paauorpamme Beiie (puc. 10).

Moryr 15m CHEeKTphl
¢unrepnpunTa (puc.

qTOOBI
TE€HETUKH

Ha OCHOB€

JTHK
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Puc. 10. @unrepnpuHT 00pa3sLOB TI'€HOMHOH
JIHK, npuroTtoBieHHBIX M3 KIETOK BBIMEHH
noHopekoit oBubl PunH Jlopeer - B, u3 KyabTypsl
KJIETOK BBIMEHHU JJOHOPCKOH OBIbI - K, n3 KkieTok

kposu o — [1, u 12 npyrux osen (00pa3usl 1-
12).

0OLIECTBEHHOCTh C
BCTpETHJIa COOOUIEHHE O
KIIOHUPOBAHUA OBCYKH

KJIETKA B3pPOCJION  OBIIBI.
CKCIITUKOB, KOTOPBLIC HC
mpousonuia W3 sjpa
BBIMCHU HOHOpCKOfI OBIIbI

pasBCiATb BCC COMHCHUA,

MPOBETA CIIelIMaTbHbIN
KCMOJIb30BAHUS
muHucaresmutaon  JIHK.

resoMHoil /IHK u3 knerok
®un [lopceT, U3 KyJIbTyphl

OBIIbI, M3 KIIECTOK KpOBI/I
oer. Orta JIHK Opuia
Mbol, mocie uero ObLI

Cay3epH-05I0TT aHanmu3 ¢
MUHHUCATEJUTUTHOTO 30H[IA.
Honnm, 12 npyrux osen u

OBIIBI ®uH Hopcer
(buHreprpuHTa
[IpeICTaBICHbI Ha

15 o0pa3noB npuBEIEHHbIE Ha paauorpamMme Ioclie
10) sBASATBCA OJHO3HAYHBIM JIOKA3aTEIHCTBOM TOTO,

gyro Jommm

MPOM30IIIA U3 fAJIpa COMATHYECKOW KIIETKH BBIMEHH JTOHOPCKOM OBIBI mopoabl ®un lopcer?
WupiMu crioBamu, Obuta nu JlojuiM ycremHO KJIOHHMpOBaHA M3 COMAaTUYecKOW KieTku DuH

Hopcet?

5.6. YcTaHOBJEHO, YTO pPa3IMYHbIE MYTAllUM B TE€HE, KOJUPYIOIIEM TpaHCMEMOpaHHBIH
0€JI0K POJIOTICHH, BBI3BIBAIOT pa3inyHble (POPMbI HACIEICTBEHHOTO 3a00JI€BaHus 1101 HA3BaHUEM
nurmentHas perunonatus (I1P), koTopoe xapakrepusyercs porpeccupyromiel moTepen 3peHusl.

MonekynspHble TE€HETUKU MPOBEIU
MYT@HTHOTO T'€Ha OTBETCTBEHHOTO 3a

Ipe/icTaBjIeHbl Ha pucyHke 11. rartn rarTn
MoXHO 1M, OCHOBBIBAsCH Ha - -
cukBeHMpoBaHus  ¢parmenta JHK =7 _ - -
OelKe PpOJIONCHHE, NPHBOMAIIME K = -z
HACJIEICTBEHHOMY 3a00JIEBaHUI0 | — = - =
Puc. 11. Cxematnueckoe u30-

6. JIuTepaTypa OpakeHHE CHKBEHCa (pparMeHTa

JIHK  HopmasibHOro (cieBa) U

55. Aiiama ®. Kaiirep JIk. CoBpemennas MYTaHTHOTO  (cnpasa) — rena

M.: Mup, 1988. , un.
56.

m3a-Bo, 2002. — 459 c., ni.
57.
58.
59.
60.
61.
62.
63.
64.
65.
66.

POJLOIICHHA.

cukBeHuposanue (parmenta JJHK nHopmambHOro u
CHUHTE3 pOJOINCHHA. Pe3ynpTaTbl CUKBEHUPOBAHUSA

pe3ynbpTaTax

OTNpENeIUTh W3MCHEHUS B

ayTOCOMHO-JIOMUHAHTHOMY
MMUTMEHTHAs PETUHOTIATHS?

rederuka: Ilep. ¢ anrn.: B 3 1. -

Kumyaes N.®. O6uias u MosneKyisipHas reseruka: Yueo. nocobue. — Hosocubupcek: M3n-so HoBocu6. yH-Ta: Cub. yHHB.

Kapreas H.A. bruonnxeHepus: METOABI U BO3MOXKHOCTH.- MH.: Ypamxaid, 1989.- 143 c., mn.

MerToabl MOJIEKYJISIDHOI TeHETHKH U IreHHOi nH:KkeHepun/ Masud A.B. u np. — HoBocubupck: Hayka. 1990. — 248 c.
HMeceukasn JI.H., I'onuapenko I'.I'. Coopuuk 3anau no reneruxe. ['omens: ITY, 2002. — 114c.
Po16unn B.H. OcHOBEI reHeTHUeckoi HHKeHeprH: Y4eb. nocodre Juisi By30B.- MH.: Bpimn. mk.,
Yorcon k., Ty3 Ix., Kypu . Pexom6unantaeie JJHK. Kpatkuii kype: Ilep. ¢ aarn.- M.: Mup, 1986.- 288 c., mi.
Ileaxynos C.H. Koncrpynposanue rubpunssix monexyn JJHK.- HoBocubupck: Hayka, 1987.- 168 c.

JIptonn B. ['ensl: - Ilep. ¢ anrn.- M.: Mup, 1987.- 544 c., un.
Principles of genetics. Snustad P., Simmons M. / Second edition — John Wiley & Sons. New York. 1999. — 876 p.
An introduction to genetic analysis. Griffiths et al. —
Desmond Nicholl An introduction to genetic engineering. / Second edition — Cambridge University press. 2002. — 292 p.

1986.- 186 c.: ni.

Freeman and company. New York. 2000. — 730 p.



67. Genetics: from genes to genomes. Hartwell L. et al. - McGraw Hill: Higher education. New York. 2004. — 880 p.



3AHSATHUE 7

TEMA: ammiiuuxanus ¢pparmentoB IHK ¢ nomomsro meroaa INIP (momumepasnoi
LeITHOM peaKLn)

LHEJb 3AHATUA: O3HakoMUTbCA ¢ MeToaoM ammupukauuu (pasmuoxenus) JHK c
NoMOIbI0 MeToAa moJimMepasHoli menHoii peaxkuuu (IIIP) Ha npumepe pemeHus
THIIOBBIX 32124

1. TeopeTnueckast 4acTb

HecmoTps Ha To, 4TO METO/ABI UCCIIEOBAHUS HACIEACTBEHHOIO MaTepHuala (HyKIE€HHOBBIX
KHUCJIOT) BCE BpEMsI COBEpILICHCTBOBAJIUCH, TEM HE MeHee i aHanuza crpykrypsl JIHK
TpeOOBaJOCh OINpEAEICHHOE KOJIMYECTBO KIETOYHOro Martepuana. Hampumep, naxe mnpu
HCIIOJIb30BAHUM TAaKOTO YYBCTBUTEIBHOIO METOJa, KaK (pPMHIepHpPHMHT, TpeOyeTcs Hajauudue
KaIlJId KPOBU WJIM JIPYTOro 3KBUBAJEHTHOIO KOJIMYecTBa 0Opa3la >KUBOTHOW WJIM PACTUTENIbHOMN
TKaHH, COJIEPKAIIUX B KJIETKAX JOCTATOYHOE Il aHanu3a konumdectBo konui JJTHK.

Curyauus paJukKalbHO W3MEHWIAcCh Oyarojaps TMOSBIEHUI0O METOJAa, KOTOpBIA ObLI
paszpabotan Kopu Miriommucom. DTOT MeToA NOMYy4YWJ Ha3BaHHE MNOJUMEPA3HOH LeNmHOM
peakuuu (IIIP) 1 cran HEOThEMIIEMON ITPOLIEYPOH, OCBOEHHOM BO BCEX T'€HHO-MHKEHEPHBIX
naboparopusix wmupa. MHcnonszoBanme I[II[P wMeromuku m03BOISET aMIIM(UIUPOBATH
(pasmuo:xkats) JIHK umu e€ pparmenr in vitro yBenuuuBasi KOJUYECTBO KOMUM B MUJIJIHOHBI
pa3 3a HeckoJbko 4YacoB. [II[P ocymecTBiastor B mMpoOMpKE C MOMOIIBIO CIECIHAIBHOTO
tepmoctabmibHoro ¢gepmenrta JJHK-nmonumepasza (Tag-mosmmmepasbl), Habopa BcexX 4eThIpex
HykieotnnioB A, T, I' u I U KOPOTKHX OJMIOHYKJIEOTHIAHBIX 3aTPaBOK — IpaiiMEpOB.
IIpaiimepsl — 310 KOpoTKHE, IMHON B 20-30 HYKJ/JIEOTHI0B, OJHOIENOYEUHbIE (parMeHThI
JIHK, xommiemeHTapHble 3’-KOHLIEBBIM IMocjenoBaTeabHOCTAM konupyemoidt JIHK-
maTpunbl. brnaronmaps mnpaiimepam orpanuuuBaercs ¢parment JHK, xotopsiii Oyner
ckorupoBan Tag-JIHK-monmmepaszoit, mpucoenuHsromeiics K 3’-KOHIAM TMpaiiMepoB u
JOCTpauBaroUIie UX /10 3a7aHHON AnuHbl. [lonmmepasnas uennas peaxuus (IILIP) nmporekaer B
TpH ctaguu (puc. 1).

1. Aenamypayus. 'HKyOallnOHHYIO CMECh, B KOTOPO# cojaepxutcs oopazen HyxHoit JTHK,
HarpeaioT 10 temnepatypsl 90 °C. Ilpu 3Tom, B TeueHuu 15 cekyHa IpOUCXOIUT pa3pyllieHue
ci1abbIX BOAOPOIHBIX cBsizelt Mexay HuTsmu JHK, n u3 ogHON AByX1iemouyedHONd MOJIEKYIIbI
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Puc. 1. TlocnenoBarenpHble CTaJuU OJHOTO LHUKJIA aMIDIMGUKAIUK (Pa3MHOKEHHUS) I/IHKy6aIII/IOHHyI0 CMCCh
dparmenra JIHK ¢ noMomso MeToa noinuMepasHoi nenHoi peaxiu (I1LP). HarpeBaroT 10

temmeparypsl  70°C. Ilpu
aToil Temmeparype Tag-monmmepasa ymmHsIeT o0a mpaiimepa ¢ ux 3’-koHIOB. [Ipaiimepsr
JOpacTalOT 0 Pa3MEpPOB MaTPHIBL. DTOT Mpolecc mporekaer B TedeHuu 90 ckyna. B
pe3ynbrate koauvyecTBo IHK ynBauBaercsi. ®depment Tag-nmonumMepasa Obliia BblJENIEHA U3
TepMOoQIbHBIX Oakrepuilt Thermus aquaticus, U OTIMYAETCS YCTOMYMBOCTHIO K BBICOKOI
temreparype. Ilpu temmneparype 70°C rubpun npaiimep-/IHK ne nenarypupyer, a Tag-
nmojuMepasa crnocoOHa paboTaTh C OO0JBIION CKOpOCThIO. 3a 20 IMKIOB aMIuM(HUKAIANA



kosimuecTBO konuii JJHK mocrturaer BemunHsb 10°.

B mnocnenHue ronapl ynanoch c€o3faTh CHEUMAIbHBIM Npubop -- aMmiaugukarop, c
IIOMOIIIBI0 KOTOPOTO Bce TpU cTaauu pa3MmHoxkeHus [IHK mpousBomsaTcs aBTOMaTH4YeCKH, YTO
npepatwio npouecc IMHMP-ammiupukanmu KoHKpeTHOW mnocnenoBarenbHoctd JHK B
IIPOCTYIO 3a4a4y.

3a pazpaboTky Meroaa nomumepaszHoi nenno peakuuu (I11IP) B 1993 r. Kopu Mrommc (K.
Mullis) 611 ynocroen 3Banus jgaypeara HobOeneBckoit mpeMun.

I[P TexHOJ0ruM NO3BOJIMIN YYEHBIM 0€3 OIPOMHBIX BPEMEHHBIX U MaT€pHaJIbHBIX 3aTpaT
II0JIy4aTh TOYHBIE JAHHBIE IO CTPYKType re’os u ¢pparmentos AHK npu nHanmnuum camoro
MHMHHMMAJIBbHOIO0 KoJIMYecTBa Ouosornueckoro wmarepuana. OpHMUM W3 BaKHEHIIHNX
npumeHenuit I[P crana nuarHocTuka HacjieACTBeHHbIX 3a00/1eBaHUH YeIOBEKa, 0COOEHHO
Ha MPeHaTAJbHBIX CTAAUAX Pa3BUTUA NpHU Hatnuun Manoro koanyectsa JHK u3 ¢eranabubix
kjaerok. He menee BaxubiM npuMmenennem [ILIP TexHonoruii crajia JAKTHJIOCKONHUS U
HACHTH(PUKAUA UHAUBUAYYMOB, ncnoib3ys marepuan JJHK, nmomydeHHBINM M3 HECKOIBKHX
CIIEPMATO30MJ0B, OJHOTO BOJIOCA M, B HEKOTOPBIX CIydasX, JaXe U3 OJHOTo OJacromepa,
BBIJICJIEHHOTO U3 3apoAbIlIa (pe-35MO0PHOHA) HAa CTaUU BOCBMH 3apOJIBIIIEBBIX KIETOK. MeTon
[IIIP ycriemHo ucnoJib3yercs TakxKe I HANPABJICHHOI0 MOJTYYEeHUS! TOYKOBbIX MYTALIUM.

2. Ki1roueBblie cj10Ba U NOHATHSA

¢uHrepnpuHT Thermus aquaticus

TOJIMMepPa3Hast HenHasl peaKnus amniupukatop

nap NOP-amnmdpukanun
amnMpukanus TP TexHosorum

npaimMepsl JUATHOCTUKA HACJIeACTBEHHBIX
15-30 nykaeoTnos 3a00JieBaHUM

Tag-nmonmmepasa NPeHATAILHAS CTAIUs PA3BUTHSA
OJIMTOHYKJICOTHIHBIE 3aTPAaBKH ¢eranbHbIe KJIETKH

JHK-marpuna deryc

3’-KkOHIBI IPaiiMepoB reHeTu4ecKas  JaKTHJIOCKONHMA |
nenarypanus JHK HIeHTHGHKANUA HHIUBUAYYMOB
rubpuansanus npaiiMepos OJ1acTomMepsl

TOJIMMEePH3AI A OJs1acTysia

konuectso JIHK ynBauBaercs aMHHOLETe3

3. Ilpumeps! penieHus 3a1a4

3.1. Jlna waeHTHUKAIMN YICHOB CEMbH, 3aXOPOHEHHBIX B Hadaie XX B., U3 KOCTHBIX
OCTAHKOB YYE€HBIM yJaJ0Ch HNOJY4YUTh JUIIb 0KoJ0 10 komuit HeGospmux ¢pparmentos JIHK,
colepkalux HYXKHbIM redH. Takoe orpanmueHHoe kosmuectBo konuil JIHK He mo3Bonser
IIPOBECTH CEKBEHUPOBAHUE U  JJIEKTPOYOpPETUYECKUH aHaIW3 TEHa, YTO HCKJIIOYaeT
FeHETUYECKYIO UIEHTU(UKALIUIO U JAKTUIOCKOIIUIO YWIEHOB CEMbH.

KakoBo Oynmer kommuectBo kommii JIHK HyXHOTO TreHa, eciM HMCCIENOBATENO0 yIacTCs
nposecty 20 ycremHbIX HUKI0B amiuindukanuu (pasmHosxenus) pparmenton JJHK u3 xoctabIx
OCTaHKOB, UCIIOJIB3YSI METO/ oJuMepazHol nenHoit peakuuu (I1L[P)?

Pemenue:

Ecnu wuccnenoBatento ymactcss npoectd 20 yCHEHIHBIX LMKIOB — aMIUTM(DUKAIIIU
(pazmuoxenusi) ¢parmenTtoB JJHK w3 KOCTHBIX OCTAaHKOB YJIEHOB CEMbH, 3aXOPOHCHHBIX B
Hayane XX B., UCHOJB3Ysl METOJ noJuMepasHoi enHoi peakuuu (I1LIP), To konuuecTBO Konmii
JIHK HyXHOro reHa coctaBuUT 10x2%°=10485760. Mubivu coBamu, 3a 20 YCHELIHBIX LIUKIIOB
Oyner momydeHo Oonee 10 mummonoB kommii JIHK, comepxkammx HyxHBIM TeH. Takoro
kosmuectBa kot JIHK Oynmer moctaTtouno st 110600 MOJIEKYISIPHO-TEHETUYECKOTO aHaln3a,
BKJItOUasi (PUHTEPIIPUHT U CEKBEHUPOBAHUE.

3.2. ¥V yenoBeka reH KOJAUPYIOUIUI KOMIIOHEHT 3yOHOM 3Maiiu — aMeJIOT€HUH PAcIOIOKEH B
noJoBbIX Xxpomocomax X u Y. [lpuuem mimHa 3Toro reHa B X xpomocome coctoBiser 106
HYKJIEOTUAHBIX Map, TOTJa Kak B Y XpoMOocoMe OH Ha 6 map JJIMHHEE.

Kak Oynyt BeIrnaaeTs anekrpodopernueckue cnekTpbl oopasuos JIHK, rena amenorenuna
B3SITHIX U3 KOCTHBIX OCTAHKOB MY)KUMHBI U JKEHIIHHbBI U aMIUTM(QULIHPOBAHHBIX (Pa3MHOKEHHBIX)
metoqom 1P, mocne anexrpodopesa B arapo3Hom remne?



Pemienne:
O6paSIIBI I[HK, T€Ha aMCJIOTCHHUHA B3ATHIC N3 KOCTHBIX OCTAHKOB MY)K‘-II/IHBI 1 XXCHIIWUHBI 1

aMIUTMPUIIMPOBAHHbBIE (pa3MHOXKEHHBIE) METOJI0OM [P Ha
anekTpodoperpamme Tmocie dJeKkTpodopesa B Q 4  AaraposHoM reye OymyT
MPEJCTAaBICHBl OTIMYAIONINMUCS  CHEKTPaMHU. CxemaTtudeckoe
n3o0paxkeHue daeKkTpodoperpaMmbl  00pasIoB JJHK My»X4uHBI ¥ >KCHIIHHBI
MOKa3aHO Ha pHCyHKe crpaBa. [lockoibky MYXCKOW T€H aMeJoreHuHa

PacmoJioKeHHBIN B Y XpoMocoMe ObLI pa3MepoM Ha 6 HYKICOTUIHBIX Map
TsKeJee, TO €CTECTBEHHO, Ha (hoperpamMme €ero ¢bpakius  Oyner JBUraThbCs
MeJUIEHHEeE U pacroJiararbesi 6Jmxe K crapty. B LEJIOM  MYXKCKOM  CIEKTp
COCTOMT W3 JBYX (pakuuii, ogHa maauHoN 112 H.I. 00pa3oBaHHass TEHOM
amesloreHnHa Y XpoMocoMbl ¥ ogHa 106 H.1. 0Opa3oBaHHAsi FeHOM X XPOMOCOMBI. Y KEHIHUH
uMerorcs 2 X XpOMOCOMBI, KOTOpbIE MPOU3BOJAT JUIIL OJUH (parMeHT BeauyuHou 106
HYKJIEOTUIHBIX Iap.

3.3. Bo Bpems mokapa B IOMEMICHUH TOTUOI0 3 MOJIOBIX YenoBeka. PoguTtensckas mapa
xoTena Obl TOYHO 3HaTh, HET JIM CPEeAU MOTHOIIMX UX ChIHA, KOTOPBIM HaKaHyHE HE BEpHYJICS
nomoit. Ilpu MOJEeKyIsIpHO-TEHETUYECKON MAaKTUIOCKONUKA OCTAaHKOB 3 MOTHOIINX TEHETHUKH
Beiemuin JIHK w3 kocreit u nocne IMP-ammmdukanmm, ucnonbp3ys MeToa (GUHTEPIPUHTA
JIHK, npoananu3upoBanu reHsl A W b, KOTOpbIE COAEpPKAT TAaHAEMHO NOBTOPSIOIIHMECS

Y-112
X-106 ur

IIOCJICIOBATCIBHOCTHU BapI/Ia6eJ'II>HOI71 O6pasupr | T'en A | Ten b JUINHEI. OHu TaKk Xxe
NpOaHAIM3UPOBATIM 3TH JIBa TICHA Y| roHowa Nel 6/8 5/5 POAMTEIBCKOMN napsl.
Pe3ynbTaThl aHaiM3a MOPEACTABICHBI B | ronowa Ne2 718 577 Ta0nuIEe crpasa, TIe YUCII0
IMOKa3hIBACT KOJIHUYECTBO KOTIMH | roroma Ne3 89 7 TaHAEMHOIO  TIOBTOpa B
KaKIOM ajuiese. Hanpuwmep, VI o 878 375 norudirero Ne3 wmmeercs
OMH ajlenb ¢ 8, a JAPYrod amienb ¢ 9o =710 7 KONIHSIMH TaHJIEMHBIX

IIOBTOPOB B IeHE A.

Hcxons U3 Moiayd4eHHbIX JAHHBIX, MOKHO JIM YKa3aTb, KTO U3 TPEX MOTHOLINX MOXKET ObITh
CBIHOM 3TOM pOJAUTEIHCKON maphi?

Pemenue:

Hcxond W3 NMONYyY4EHHBIX JNAHHBIX 10 MOJIEKYJISpHO-TeHeTHdecKoW nakrtuinockonuu JIHK
amrmudunmpoBannoi [11IP u3 kocrelr ocTaHKOB 3 IOHOIIEH U PE3yabTAaTOB aHAIM3a METOJIOM
¢unrepnpunra JJHK, pasnuunbix amneneit, conepxammx TaHAeMHbIe TIOBTOPHI B reHax A u b y
NOTrUOMIMX ¥ POAUTENHCKOM maphl (Tabiuia cripaBa), MOKHO OJIHO3HAYHO CKa3aTb, YTO CHIHOM
3TOM mapbl MOXKET ObITh TOJIbKO IoHOIIAa Ne2. [1ocKoJIbKY TOJBKO y HEro mo rey A umeercs
ajuieNib 7 TOJYYEHHBIM OT OTHA W ajulesdb § OT Marepu, U mo reHy b ummeerca amienp 5
MIOJIyUYEHHBIM OT MaTepu U ajuiens 7 ot otua. Kak cienyer u3 JaHHBIX TaOJUIBI TEHOTHIIBI IBYX
JPYTUX IOHOILIEH HE MOIJIM BO3HUKHYTh OT Opaka 3TOH pOAUTEIbCKOM Maphl.

3.4. bone3nb XaHTUHITOHA, KaK YK€ OTMEYaJOCh B 3aHATUHU 3, SBJISETCS ayTOCOMHO-
JOMHHAHTHBIM 3a00JI€eBaHUEM, IIPU KOTOPOM MPOUCXOAUT HEUPOIereHEPaTUBHOE PACCTPONUCTBO,
MPUBOJALIEE K JIETAIBHOMY UCXOAy. UeTkue cUMOTOMBI 3TOM 00JIE3HH HAUMHAIOT MPOSBISATHCS
TOJIBKO y B3POCIIBIX KaK IIPaBUIIO nocie 35 Jyier.

CeMbs, B KOTOPOI OJIMH U3 CYNIPYroB CTpajaeT 3aboieBaHueM XaHTUHITOHA, KAET peOeHKa.
Onu xorenu Obl yXe Ha SMOpHUOHAIBHOW CTAaJUM HA OCHOBE MOJIEKYISPHON TUArHOCTUKU
OTIpeIeTUTh, O0JICH JIU STUM 3a00JI€BaHUEeM WX OyaylIuil peOeHOK.

BeimostnnMa i 9ta 3ajmada Ha COBPEMEHHOM YpOBHE
Pa3BUTHSA T€HETUKH?

Pemenue:

Jla, Ip¥ COBPEMEHHOM YPOBHE e Aol pa3BUTUS TEHETHKU OTa
3aJaya BBITIOJIHUMA. B Hacrosiee R BpeMs UMeeTCs
BO3MOHOCTh MOJICKYJISIPHO- TCHETHUYECKOM
JTUArHOCTUKHU JAHHOTO 3a00JIeBaHUSA b Mlnaerra yxke y peOeHka Jo00ro
BO3pacTa, BKJTIOYAsS SMOPHOHAIBHYIO  CTaJHIO

AMHHOTHYECKAs
JKUJIKOCTh

CTeHKa MaTki

Puc. 2. IIpornecc U3BATHS
SMOPHOHATIBHBIX KJIETOK u3
OKOJIOTUTOTHOM aMHHUOTHYECKOM



Ha ocHoBe Merona CaysepH-OiioT aHanuza. Jlyig 3TOro Ha mepBOM 3Tane MpH MOMOIIU
aMHHOILIeTe3a HEOOXOJMMO H3BSATh HECKOJBKO 3MOPH-OHAIBHBIX KIETOK U3 OKOJIOIUIOAHOMN
AMHUOTHYECKOM >KMJIKOCTH (pUC. 2) ¥ MPOBECTH aMIUIM(PUKAIMIO B3ATOTO U3 3TUX KJIETOK Ma-
tepuasia JJHK ¢ ucnosb3oBanneM MeTona MoJUMEpa3HoW LenHoM peakuuu. [locie Toro, kak
Oynet mosydeHo aocrarodHoe koimdectBo JIHK, Heobxoanmo mposectu Cay3epH-010T aHamu3
¢ ucnonb3oBanueM crneruanbHoro JIHK-3onma (G8). Ilo momydyeHHbIM 31eKTpodopeTuyecKumM
CIEKTpaM JIETKO YCTAaHOBUTH MMeEETCs Ji TeH 3aboneBanuss Xantuarrona B JIHK ux Oyaymiero
pebeHka.

3.5. Ilepen MOnEKyIsIpHBIMH F€HETHKAMU CTOsUIa 3a7ada pa3MHOXKUTH npu nomouu [TL[P
MHTEPECHBII CTPYKTYPHBIN I'€H MBI JIMHOU 1.2 kb, mociaenoBaTebHOCTh KOTOPOTO U3BECTHA.
Hwxe nmnpuBeneHbl TOJBKO NIEpPBBIE M MOCICAHME 15 HYKICOTHAOB, MPEICTABISIOIINE
COOTBETCTBEHHO HAa4yaJl0 ¥ KOHEI[ JAHHOTO CTPYKTYPHOIO Ir'eHa

5 ATTTULAAALIAITAT ...... ATTALTTTTLILTTAA -3'.

KakoBa nomkHa ObITh MOCIIE0BATEIBHOCTD ABYX IIPAiMEPOB, C IOMOIbIO KOTOPBIX MOYKHO
MIPOBECTH aMIUTM(PUKAINIO yKazaHHOTo reHa meroaoM [11P.

Pemenue:

[Ipaiimepsl nomxHbl orpannuuBaTth ¢(parment JAHK, xoTopswiii Oyner ammuinduuupoBaH
(pasmuoxen) Tag-/IHK mnommmepazoil. B Toxe BpeMs Kaxablii mpaiiMep J0OJDKEH
ruOpUAM30BaTHCS ¢ pa3HbIMU Lienoukamu Mostekyisl JJTHK.

Uto0bl 0OONErYuTh MOCTPOECHUE HEOOXOIMMBIX MpaiiMepoOB HY)KHO CHayajla K MepBOil

LIETI0YKE TOCTPOUTH BTOPYIO (KoMIuieMeHTapHyto) rienouky JIHK namero rena

5" ATTTIJIIAAALIAITAT....... ATTALI'TTTLILITTAA -3'
3" TALUITTTTITIUTLL ... THATTLIAALITTAATT -5'

[Tockonbky JIHK nonumepasa Bcerna cuHTE3UpYeT (IOCTpauBaeT) UENOYKU B HAIpaBICHUU
ot 5' k 3' koHam, to npaitmep Nel ¢dnankupyrouuii (orpaHMYKMBAIONINMN) HAYalI0 T€Ha JAO0JDKEH
ObITh KOMILIEMeHTapeH koaupyromei (3'- 5') nenouku JIHK u mosromy mocnenoBaTreabHOCTh
3TOro mpaiiMepa JOJKHA OBITh: 5- ATITLLAAALAITAT -3'. Bropoil mpaiiMep Quankupyroomui
KOHElLl TEeHa MBI JOJDKeH ObITh KOMIUIEMEHTapeH He kojupyromeid (5'-3') wemnu
nsyxuenouedHoi mousiekynbsl JIHK, u ero mocnenoBarenbHOCTh AOKHA OBITH ClieAyromias: 5'-
TTAATTLAALITAIIT -3

3.6. B naGoparopuu BO3HHMKJIA 3ajjaya HE TOJIBKO PAa3MHOXKWUTh, HO W KJIOHUPOBATh B
mnasmuge pUCI8  cTpyKTypHBI Te€H MBIIM W3 Tpeaplaymied 3amaun. Kak  HyxHO
MOAU(PUIMPOBATH MpaiiMephl UCTIOIb30BaHHbIE B MIPEbIAYILEH 3a1a4e, Uil TOro, 4To Obl Mocie
aMIUTM(QUKAIIMY BCTPOUTH I'€H MBIIIH B 11a3Muay no caiitam Baml u EcoRI.

Pemenne:

g Toro, 4ro Obl MOXXHO OBLIO TOCJE aMIUIM(UKALMU BCTPOUTH JAHHBIM T'€H MBIIIN B
mwiazmugy pUCI1S, HeoO6XoauMo AOCTpOouTh (NMPUCOEIUHUTH) K IpailMepaM U3 Mpenblaylen
3alayd HYKJIEOTHIIBl COOTBETCTBYroume caiitam pecrpukuuu Uit Baml m EcoRI. Torna
npaiimep Nel nnst HwkHed nenodku (3'-5') OyneT ciaeayromumM 5-TTATHHATITIIIAAALIAITAL-3, a
npaiimep Ne2 st Bepxueit nenodku (5'-3") Oyaer 5-TAATTUTTAATTIAALLT AIIT-3'.

[TockonbKy HYKIEOTH/IbI ONPENEISIIOIINE CAalThl PECTPUKIIMK MTPUCOEAUHEHBI K IpaiimMepam
¢ 5' koHua onu He Oynyt npenstcrBoBarth JJHK-nonmme-pase noctpanBath KOMILIEMEHTapHbIE
LENU B XOJ€ aMITU(PUKALUY.

. JomeHl | nomen2 |, nomeH3 |
I } } | Cxema R-xkmHa3zHOro resa

3.7. Mmuorue OelKd COCTOAT M3 HECKOJbKUX JOMEHOB, HMEIOIUX Pa3InYHYIO
(GyHKIIMOHANBHYIO Harpy3ky. Tak ¢epmeHT R-kuHaza mMeer Tpu Ba)xHBIX (YHKIIMOHAIBHBIX
nomeHa. Ilepen reHermkamu craja 3ajaya M3ydduTh (QYHKUHIO aoMeHal3. s 3Toro pemwiu
noyyuuTh Oenok R-kuHazy 0e3 ATOro jAoMeHa IyTeM HampaBlI€HHOM Jelenuu ydacTKa reHa
OTBETCTBEHHOTI'O 32 CUHTE3 JIOMEHa3.

Kak Oynmer BBIMISAETh COCTaB JBYX IpaiiMEpoB, NpPHU IOMOIIM KOTOPBIX MOKHO



ammuduuuponath Mosekyny JHK ¢ nenenumeil yuactka reHa, KoAuMpyroOLIero AOMEH 3, eciu
nocnenosarensbHocTh JIHK B Hauane reHa m Ha rpaHuue JAoMeHOB 2 U 3 (rpaHuIla OTMEYEHa
BEPTUKAIbHON YEPTOl) UMEET CIEAYIOIIHNI COCTaB:

5 ATTUTITTULUTTAAL ....... LLAATTITLI AL | AATHATTATTTA.... -3

Pemenue:

Jlist oGnerdenus moctTpoeHust mpaiMepoB k nepBoi nenodke JJHK moctpoum BTopyto

5" ATTITITTLUUTTAALL......[IIHAATTITLT AT | AATLIATTATTTA. ... -3'
3" TAIITALILATTAATTT ...... TTTTAALILTITL | TTAT TIATAAAT. ... -5'

U JIETKO TIOCTPOUM IIEpBBIA IpaiiMep, KOTOpbIM OyAeT HUMEeTh IOCIEO0BATEIbHOCTh 5-
ATTUTITTLLTTAALL-3"

Uro kacaercs mpaiiMepa Ne2, To ecnu Obl HaM HY)XKHO OBLJIO aMIITUGUIUPOBATh GparMeHT
reHa OT HaJajlia 0 KOHIA JOoMeHa2 + 12 HyKJI€OTHIOB HayalbHOW dYacTu JOMeHa3 0e3
M3MEHEHU, OH Obl BBITJISEI CIEIYIOIUM 00pa3oM S-TAAATAUTIATTUTLILLIAATTIT -3".

Ho nockonbpky HaM HYKHO CUHTE3HpOBaTh O€J0K 0e3 1omMeHa3, To cpasy Hocie NOCIeAHErO
TPUILIETA, 3aBEPIIAIONIET0 (PparMeHT reHa, KOAUPYIOIIEro TOMEH2, HYyKHO BBECTH CTOI-KOJOH
BMECTO II€pBOr0 TPUIUIETa, HAayuHarouiero noMeH3. MHbIMH cloBamMH, HYXHO 3aMEHHUTHh B
nernoyke 5-3' mepBbld Tpuiuier qomeHa3 AAT Ha oauH M3 CTON-KOJOHOB, Hanmpumep Ha TAA.
CnenoBarenbHO, B camoM npaiimepe HyxHO 3ameHuTh ATT Ha TTA u torna npaiimep Ne2 Oynet
UMETh CIEIYIOIUN BU: S-TAAATAUTT TTALTLILILAATTIT -3".

TakuM 00pa3oM, NpU UCHOJIB30BAHUU JAHHBIX NpaliMepoB M aMIUIM(UIMPOBAHHON HOBOM
JHK ¢ nenenmeit mo ¢parMeHTty, KoaupyromemMy IoMeH3, OyaeT TpaHCiaupoBathes Oemok R-
KMHAa32a TOJIBKO C IByMsI IOMEeHaMHul u 2 .

4. 3aga4u 119 CAaMOKOHTPOJISA

4.1. [Ins reHermyeckoil uIeHTU(UKALMN YICHOB CEMbU, 3aXOPOHEHHBIX €IlI€ B MPOILIOM
BEKe, FT€HETHUKU M3 KOCTHBIX OCTAaHKOB MOJY4YMJIU OKoJio 20 Komuil HeOOIbIINX (parMeHTOB
JTHK, coxepxamux HyXHbIU I'eH. Takoe orpannyeHHoe konudectBo konuii JIHK He nosBoisier
IIPOBECTH CEKBEHUPOBAHUE U JJIEKTPOPOpPETUYECKUH aHAJIW3 TEHa, YTO HCKJIIOYaeT
FeHETUYECKYIO UIEHTU(UKALIUIO U JAKTUIOCKOIIUIO YWIEHOB CEMbH.

KakoBo 6yzaer xonmuuectBo konuii JIHK HyXHOTrO reHa, eciiu reHeTUKaM yAacTCs IPOBECTU
10 ycnemHbIX UUKIOB amiuidukanuu (pasmHoxenusi) ¢parmenroB JIHK wu3 kocTHbIX
OCTAHKOB, UCIOJIB3YSI METO/ MOJMMepa3Hol nenHoi peakuuu (I1LIP)?

4.2. Jlnd reHeTU4YecKoW HAEeHTU(UKALUU YIEHOB CeMbU erumnerckoro (papaona XIX
muHactun  Cetm [, 3abanb3amupoBaHHBIX emie B cepeauHe Il Teicsyeneruss mn0 H. 9.,
MOJIEKYJISIPHbIE TEHETUKU U3 KOCTHBIX OCTAHKOB MYMHUM MOITY4UIH 0Koy10 10 xomuii HeOOIbIINX
¢dbparmentoB JIHK, comepxkammx HYXHBIM I JaKTUJIOCKONUU TeH. Takoe OrpaHMYeHHOE
konuuectBo komui JIHK He mo3BosisieT mpoBecTH CEKBEHHUPOBAHUE U 3JIEKTPO(GOpPETUUYECKUI
aHaJIM3 T€Ha, YTO UCKIIIOYAET T€HETUYECKYI0 MICHTU(PUKAINIO U JaKTUIOCKOIUIO YIEHOB CEMbU
€rMIeTCKON JUHACTHUH.

KakoBo 6yzaer xonmuuectBo konuii JIHK HyXHOro reHa, eciu reHeTHKaM yAacTCsl IPOBECTH
20 ycmemHbIX UUKIOB amIumukanuu (pasmHoxkeHus) ¢parmentoB JIHK u3 kxocTHbIX
OCTAHKOB, UCIOJIB3YSI METO/ oJMMepazHol nenHoi peakuuu (I1L[P)?

4.3. MoxHo nu mnpoaHanuzupoBaTh ¢parment JHK, coxepxamuii HyXHBIH Juis
JAKTWJIOCKOIIMY I'eH UMes B HAJIMYMHU JIIIb JIBa CliepMaTo30ua?

4.4. B xone paccienoBaHusi yOMHCTBa Ha MeCTE€ IMPECTYIUIEHUs OblLla OOHApYXEH JIMILb
OJIMH BOJIOC, MPUHAJICIKAIIUNA BEPOSITHOMY YOHIMIIE.

Mo3kHO JI1 IPOBECTH MOJIEKYJIIpHO reHeTuueckuil ananus ¢pparmenta JJHK, conepxkamiero
HY>KHBII JJ151 JaKTUJIOCKOIUU I'eH (BKJI0Yasi GUHTEPIPUHT U CEKBEHHUPOBAHUE) UMES B HATUUUU
JIUIIb OJMH YeJIOBEYECKUH BOJIOC?

4.5. VY denoBeka reH KOJAUPYIOIINi KOMIIOHEHT 3yOHON SMalii — aMeJIOTeHUH PACIOJIOKEH B
noJioBbIX xpomocomax X u Y. [lpuuem mimHa 3Toro reHa B X xpomocome coctoBiser 106
HYKJICOTHHBIX Map, TOTJ1a Kak B Y XpoMOocoMe OH Ha 6 map JJIMHHEE.



Kak Oyner Bbirnsigers anekTpodoperndeckue crnekrpel o0pasuoB JIHK, rena amenorenuna
B3STHIX U3 KOCTHBIX OCTAHKOB MYXXYHHBI 1 )KCHIIMHBI X aMILTH(GHUIIMPOBAHHBIX (Pa3MHOKEHHBIX )
metoqom 1P, mocne snexrpodopesa B arapo3Hom remne?

4.6. Ha anekTpodoperpamme 1 2 3 4 [oJIydeHHOU mocJie
anekrpodope3a B arapo3HoM  reie (pucyHok crpaBa)
MPEACTABICHBI  CHEKTPhl  00OpasIoB, aMILTU (OUITHPOBAHHBIX
METOI0M MOJIMMEPa3HOU EeITHOU . peakuuun JHK reHa
aMEJIOTeHMHA, B3AThlE U3  KOCTHBIX X-106an OCTAHKOB 3aXOPOHEHHUS
YETBIPEX IPEICTABUTENIEH OTHOM 3HATHOU CEMbU.

Hcxons u3 [IPE/ICTaBICHHOIO AN1EKTPOOPETUYECKOTO

CIEKTpa YeThIpeX 00pa3loB, MOXKHO JM TOYHO ONPEIEINUTH, CKOJIBKO MYXYHUH U CKOJIBKO
YKEHIIMH HAaXOWINCh B 3aXOPOHEHUU?

4.7. B xo1e uaeHTUQUKAIMU OCTAaHKOB JAEBTH NpeacTaButTesei napckoit cembu Hukomas 11,
pacctpensaHoi B 1918r., Obu1 mpoBeneH anekTpodoperndeckuii ananu3 oopasznos JIHK rena
aMEJIOTeHMHAa M3 KOCTHBIX

g & 1 2 3 4 5 6 7 8 9
OCTaHKOB, amiunpu-
[IUPOBaHHBIX METOIOM
MOJIMMEPa3HOU 1(S11: ()7
Yl Y12 peaKuuu. [lonyyennas
e anekTpodoperpamma
obpasuoB JIHK mnpusenena

Puc. 3. DOnexrpodoperpamma obpasnoB [AHK rena amenorenmna n3 koctHeix Ha PHUC. 3. CrieBa B Ka4eCcTBe

ocTaHKOB 9 mpencraButernell napckoil cembr Huxomnas 11 (creBa B kauecTBe KOHTPOIIS

crpextpbl JTHK rena amesioreHiHa U3 )UBBIX TKAHESH MYXYHMHbI U KEHIINHBI). KOHTPOJIA IIPUBCICHBI
CIIPEKTPHI JHK reHa

aMEJIOTEHWHA CHHTE3UMPOBAaHHBIX HAa Marpuue reHoMHoM JIHK u3 )KMBBIX TKaHEW MYKXYHMHBI U
YKEHIVHBI.

Hcxona w3 mpeacraBieHHBIX 9 CHEKTpPOB, OCTaHKOB ceMmbu Huxomas II onpenenwre,
CKOJIBKO KEHIIIMH HAaXOMJIOCh B 3aXOPOHEHUU?

4.8. B xamudopHuiickoM necy Obui0 HaieHo 4 oOropeBmux Tpyna. Bo3HUKIO
[I0I03PEHHE, YTO ITO MOTYT OBITh JIBOE JIeTeil U poauTenu nponasiiei cembu JxoHcoHoB. [Ipu
MOJIEKYJIIPHO-T€HETHIECKON JTAaKTHIIOCKOIIUKA OCTaHKOB 4 moru6bmux renetuku Beiaenmm JJHK

n3 xocte u nocne [P-ammmuduxanum HCTIOJIB3YSI METOJ,
¢unrepnpunta JJHK npoananmsuposamu| O0P2™ | TenA [ Tewd | oyt A u B, koTopble
COMEP)KAT TAHACMHO MOBTOpSEOmLHecs | POoox ! v V7 TPEXHYKICOTHIHBIE
I0CIIEI0BATENLHOCTH BapuabenpHoi | PeOcHox2 | 78 1 T ppgyr . OEM Tak ke
[POaHAJIM3UPOBAIM OTH JBa T€HA EIle y | *enuwmna b8 355 ’KHBOTO MY)KUHMHBI,
KOTOPBIM KaK IMOJJ03PEBAIM TaK K€ MOT | MykumHal | 710 " OBITH OTIIOM JTUX JETEH.
Pe3ynbraTtel ananuza reHOB A U b |myxunna2 8/9 5/7 MpEeACTaBICHBl B TaOJHUIIE
crpaBa,  IJIe  YHCJIO  IIOKa3bIBaeT KOJINYECTBO KOTIHI

TaHJEMHOIr0 MOBTOpa B KaxaoM asiene. Hampumep, y morubmiero pedeHka 2 umeercs OAUH
aJjuielb ¢ 7, a Ipyrou ajienb ¢ 8 KOMUsIMHU TaHJEMHBIX TOBTOPOB B TeHE A.

Hcxons 3 nosiydeHHBIX TaHHBIX MOXKET JIM KEHIIMHA OBbITh MaTEPbIO IBYX AETEH?

4.9. Ha ocHOBe MOJIy4eHHBIX JIJaHHBIX B MpebIayIe 3a1ade 4.8, KOTOpble MIPEICTaBICHbI B
TabJINLE MOKHO JIU ONIPEACTIUTh, KTO U3 IBYX MYXYHUH MOXKET OBbITh OTIIOM HOTMOIINX JeTel?

4.10. IlyreM HCKYCCTBEHHOTO OIUIOJIOTBOPEHHUS B MpoOUpKEe Oblga MOJIydyeHa 3UroTa,
KOTOpasi MOCJI€ HECKOJIbKUX JAEJIEHUI JOCTUIJIA CTaluu BOCbMU 0JaCTOMEpPOB.

MoxxHo 11 ¢ noMoupro cneranbHoro JIHK-0Boro 30H1a MpoBECTH MOJIEKYIISIPHBIN aHAIU3
TE€HOTHIIA 3TOTO AMOpUOHA (TIpe->MOpPHOHA) HA HAIMYKE Yy HETO HACJICICTBEHHOTO 3a00JICBaHMS
LHUKINYeCcKUil pudpo3, eciii UCIOJIb30BaHUE OJTHOrO OjacToMepa He MOBIMSIET Ha JalibHEMIIee
pa3BUTHE YMOPUOHA.

4.11. bosie3up XaHTHUHITOHA, SBIIETCS AayTOCOMHO-JIOMUHAHTHBIM 3a00JIEBaHHUEM, IPHU
KOTOpPOM TPOUCXOJUT HEHpOJEereHepaTUBHOE pPacCTPOICTBO, NPUBOJSAIIEE K JIETAIBHOMY



ucxony. YeTrkre CUMOTOMBI 3TOM 00JI€3HH HAYMHAIOT MPOSIBIATHCS TOJIBKO Y B3POCIbIX.

B cembe, koTopas ket peObeHKa, OAUH U3 CYIPYrOB CTpagaeT 3a00ieBaHNEM XaHTUHITOHA.
Onu xoTenu OBl y)ke Ha YMOPHOHAIIBHON CTAIUU ONPEACIINUTh, O0JICH JIM 3THUM 3a00JI€BaHUEM UX
Oynymuii pedbeHok. Bo3mokHo i1 310?

4.12. AyTOCOMHO-pEIIECCUBHOE HACJEACTBEHHOE 3a0oJjieBaHHME —  KHUCTO-PuOpo3
(MYKOIOJIMBUCLIUJIOC) SIBIISICTCS] OJJTHUM M3 TsDKEJEHIINX 3a001€BaHUM IETCKOro BO3pacTa.

B Mou0/1011 cembe nepBblii peOeHOK OKa3aicst 00JIbHBIM HUKINYeCKUM Guopo3om. Cynpyru
XOTeNn Obl yKe Ha SMOPHOHAIBHON CTaIUU ONIPEACINTD, OOJICH HIJIM HET 3TUM 3a00JIEBAaHUEM UX
Oynymuii BTopoi pedenok. Bo3mosxHo u 310?

4.13. Tlepen MONEKyIAPHBIMU T€HETUKAMH CTOsUIA 3a7a4a pa3sMHOXKUTE Tipu oMoty [11[P
MHTEPECHBII CTPYKTYpHBIH TeH Jpo3oduibl JuymHONM 1 kb, mociemoBaTenbHOCTH KOTOPOIO
n3BecTHA. Huyke npuBeaeHBl TOJIBKO MEPBBIE U NOCIEIHNE |5 HYKIE€OTHUIOB, MPEICTABISIOIINE
COOTBETCTBEHHO HAa4yaJlo ¥ KOHEI[ IaHHOTO CTPYKTYPHOIO Ir'eHa

5 ATTTALIIAATIIATTAT ...... ACATIT TTTTIITTAA -3'.

KakoBa nomkHa ObITh MOCIIEI0BATEIBHOCTD JABYX IIPaiMEPOB, C TIOMOIbIO KOTOPBIX MOYKHO
MIPOBECTH aMIUTM(PUKAINIO YKa3aHHOTO reHa meroaoM [11[P?

4.14. Bo3Hukiia HEOOXOAUMOCTh HE TOJBKO Pa3MHOXKHUTh, HO U KJIOHHUPOBATH B ILJIA3MUJIE
pUCI18 cTpykTypHBIi TeH Ipo30¢uiabl U3 Mpeasiaymen 3agaun. Kak Hy)KHO MOau(pUIIIPOBaATh
npaiiMepbl UCIOJIb30BAaHHBIE B MpEAbIAYILEH 3a1aye, A TOro, 4yTo Obl mociie aMIIupuKauuu
BCTPOUTH T'eH Jpo30duisl B miazmuay no caiitam EcoRI u HindlIII.

4.15. ®epmeHT pocdorinokomMyTaza UMEET TpU BaXKHBIX (YHKIMOHAJIBHBIX AoMeHa. [lepen
reHeTUKaMH cTaja 3ajaya U3ydyuThb QYHKOHUIO JomeHa 3. Jljis 3TOro pemmiu IMOJIy4UThb
dbocdhormokomyrazy 0e3 goMeHa 3 IMyTEM HAMpaBJICHHOW JENElWH YyJacTKa TIeHa
OTBETCTBEHHOTI'O 32 CUHTE3 3TOT0 JOMEHA.

Kak Oynmer BBIMISAETh COCTaB JBYX MpaiiMepoB, IpPU MOMOIIM KOTOPHIX MOKHO
ammumduuuponaTth Mosekyny JHK ¢ nenenumeil yyactka reHa, KoAuMpyOLIEro AOMEH 3, eciu
nocnenosarensbHocTh JIHK B Hauane reHa m Ha rpaHule JA0oMeHOB 2 U 3 (rpaHuIla OTMEYEHa
BEPTUKAIbHON YEPTOIl) UMEET CIEAYIOIINMI COCTaB:

5 ATTAATTTIITTIALL ....... TLHAATAITL AL AAALIATTAIITTA. ... -3'.

5. 33213‘11/1 NOBBLIIIEHHOH CJI0KHOCTH

5.1. MyraHTHBI ajuieNib BBI3BIBAIONIMN ayTOCOMHO-PEIIECCHBHOE HACIEICTBEHHOE 3a00JeBaHUE KHCTO-
¢udpo3 (K®D), B LlenrpansHoii EBporie BcTpeuaercs ¢ gactoToi 3%. D10 3a00jeBaHue CBSI3aHO C MYyTallUel r'eHa
KOIHPYIOIIET0 PEryIATOPHBIA OElNOK TpaHCMeMOpaHHOW MpoBOAMMOCTH i MOHOB Xjopa (Cftr). Eppomeiickas
ceMbsi, B KOTOPOH MepBbIi pedeHOK pouics ¢ 3aboneBanueM Kd, xorena Obl TOYHO 3HATH, SBJISETCS JIU OOJIBLHBIM
ux Oymaymmii Bropoi pedeHoK ((peryc). MonekyisapHble reHeTUKH B3sutd oopasiel JJHK y kakmoro 4ieHa ceMbH,
Bkitouast ¢eryca (3MOpmona) u ¢ momompio merofa IIIP wm snexTpodope3a B rene mNpoBeIH aHAIU3
mukpocareutHot  JIHK u3 WHTpOHHON yacTu TeHa Cftr. Pesynbrathl
9JIEKTPO(OPETUUECKOTO aHAIN3a POJUTENEH, HEPBOro pebeHka u QeTyca npencraBiIeHbl Ha

PeGenok 1

o
PHUCYHKE CIIpaBa. 55 § §

Hcxons U3 MaHHBIX MOJEKYISIPHO-T€HETUYECKOrO aHanmu3a MukpocareutHo JITHK
W3 HMHTPOHHOW YacTu TeHa Cfir mpencraBieHHBIX Ha AMEKTPOPOPETHICCKOM CIIEKTpE,
MOXXHO JId OTBETUTh Ha BONPOC POAMUTENEH O TOM, OOJIEHBIM HJIU 3JIOPOBBIM SBJISCTCS
ux Oymymmi BTopoit pedbeHok (deryc)?

5.2. Ucnonw3ys mnpuBEACHHbIE B MpeAbIAYIICH 3aja4ye ANIEKTPOOpeTUICCKUE
JlaHHbIe, M0 aHanu3y MukpocateumtHon JIHK u3 HHTpOHHOW wyactu TeHa Cftr y
pomutesel, mepBoro OoibHOro pebeHka U (deryca YKaXUTE, KAKOBa BEPOSITHOCTH TOTO,

YTO y BTOpOro pedeHka (¢eryca) mociae Toro Kak OH yCIEIIHO POIUTCS, TIOB3POCIICET U BCTYIIUT B OpaK, MOSBUTCS
pebeHok ¢ 3aboneBanreM Kucto-puopos (KD).

5.3. HacnencrBennas 0one3snp  Tes-Cakca  sBIs€TCS ~ ayTOCOMHO-PELECCHUBHBIM
3a00JICBaHHEM, KOTOpPas XapaKTEPHU3yeTCs HEIOCTATOYHOCTHIO JIM30COMAILHOTO (epMeHTa
rekco3aMuHuAa3el-A. B pesynbraTe 4ero B HeWpoHaxX HaKarjauBaeTcsl TaHriano3ua Gup.
CumnTombl 3a00JI€BaHMsI HAYMHAIOT TPOSBIATHCS B BO3pacte 5 MecsieB. B TepMuHaIbHON
cTaauu OOJIe3HH, KOTOpas pa3BuUBaeTcs K 3-4 rojam HACTYIMAeT IMOJHAas 00e3BM)XCHHOCTbD,
IIyX0Ta, CJIENOoTa, TPOPUIECKUE HAPYIIECHUS, IEKOPTUKAIINS U HACTYIAET CMEPTh.



B mosionoii amepukaHCKOW ceMbe MepBbI PeOCHOK (ZIeBOYKA) OKazayics C 3a00JIEBAaHHEM
Tes-Cakca u ymep B Bo3pacte 4 yier. Cynpyrn €CTeCTBEHHO XOTeNH Obl MMETh 3J0POBOIO
pebenka. [IpoBeneHne  MOJEKYISIPHO-T€HETHUEC-KOW  JMAarHOCTHKH ~ 3a0O0JieBaHHMS  Ha
SMOPHOHAIBHOW CTAMH MyTeM aMHHOIIUTO3a JUISI 3TOM CEMbH HE IPUEMIIEMO TI0 PETHTHO3HBIM
npuunHaM. [10CKOMBKY, ecii SMOPHOH OKa)XeTCs BHOBb C MYTaHTHBIMU AJICNISIMHU, HECYITUMH
3a00JIeBaHKe, CYIPYr'H HE CMOTYT MOWTH Ha MpephIBaHNEe OEPEMEHHOCTH, CIIEAYsl PETUTHO3HBIM
KaHOHAM.

EcTb nu xakoit 1160 BBIXO/ ISl JAHHOW CEMBH B 3TOW CUTYyalluN?

5.4. YacroTa reHa, Hecylero ayroCOMHO-PEIIECCUBHOE HAcCJIEJICTBEHHOE 3a0o0JieBaHHE—
KucTo-¢pudpo3 mnpesbimaer 6% B ) MOMYJISIUSX CesepHoil
EBpomel. B wumcmaHnackodt  moiomoi e : CeMbe  TIEPBBIH  pEeOCHOK
okazaJyicst 00JIbHBIM KUCTO-(PUOPO-30M. v KEHBI B3sUTH 15
SUEKIIETOK " YCIIEIITHO OTLIOIO TBOPHIIA criepMoi
Myxka. boiio nomydeno 15 smOpuoHOB (npe-3MOpHOHOB),
JOCTUTTIUX CTaIuU Pa3BUTUS BOCHBMU 6mactomepoB.  Dotorpadus
BOCBMHKIIETOYHOTO  Mpe-dMOpHoHa NpeJCTaBlIeHa Ha pPUCYHKE
CIpaBa. .

Kak otoOpare 5>MOpuOHBL, Yy - KOTOPBIX 3a0oJieBaHuE
KHCTO-(puOpo3 OyneT OTCYTCTBOBAThH?

5.5. HUcxoas U3 npUBEAEHHBIX BbIIIE JAHHBIX N0 15 3apojpliam U reHOTHNaM poJuTeNen
WCJIaHJICKON CEMbU YKa)KHUTE, CKOJIbKO MOJIyYEHHBIX SMOpPHOHOB HECYT I'€H 3a00j1€eBaHUs KUCTO-
¢ubpo3om (KD) B roMO3UTOTHOM U FE€TEPO3UTOTHOM COCTOSHUU.

5.6. Muotonnueckas auctpodust (MD) xapakTepu3yeTcsi IporpecCUupyromen qereHepamnueit
MBIIII] Ha B3POCIBIX CTAIUAX W HACIEAYETCS MO JOMHHAHTHO-ayTOCOMHOMY THIy. DTOT T€H
COJICPXKUT PaliOH TaK Ha3bIBa€MBIX pacmupsromuxcs (expansed) TPHHYKICOTHUIHBIX TTOBTOPOB
ITI. Hopmanbuble ayuienu rena MD conepxkat ot 5 1o 30 konuit LTI, Torga kak MyTaHTHbIE
ot 50 mo 2000 xomwmii. B Hacrosiiee BpeMs BCS HYKJICOTHIHAS TOCJIEIOBATEIHLHOCTh TE€HA
MHOTOHUYECKON AUCTPO(UU yCTAHOBIJICHA.

Onumure MOJIEKYJISIPHO-TEHETUYECKUM TECT Ui JUAarHOCTHKA MYTAaHTHOTO T'€Ha
BBI3BIBAIOLIETO 3a0ojieBaHME MMOTOHHUYECKas JaucTpodus, wucnonasdys reHomuyro JHK
HOBOPOXKJIEHHOTO peOeHKa W (eTaibHble KICTKH IOJy4eHHbIE aMHHOIMTO30M W OJHOTO
OsacToMepa B3STOTO U3 8-KJIETOYHOU OGiacTyisl (IIpe-3MOpHuoHa).

5.7. Kunaspl sBastoTcss nepeHocunkamu QocdatHeix rpynn oT Mojiekyiasl ATd
cybctpaty. B xome m3yueHus QpyHKIIMOHAIBHBIX CBOWCTB aKTMBHOTO IICHTPAa OJHOW M3 KHHA3
MOHA00UIIOCH J€3aKTUBUPOBATh MaHHBIN (pepMeHT. KimroueBoil aMUHOKHMCIIOTOM BXOIAIIEH B
cyOcTpaTHBIM KapMaH CBsi3bIBaHUsS KWHa3bl ¢ AT® sBIseTCA TOJIOKHUTEIBHO 3apsiKeHHas
aMUHOKHCIJIOTa Ju3uH. Ilpeanonaraercs, 4to eciau ee 3aMEHUTh Ha JIPYTyl0 aMUHOKHUCIIOTY, TO
cBs3biBaHue ¢ AT® HapymuTcs U GepMeHT nepecTaHeT padoTaTh.



[TocnenoBarensuocts k-JIHK mnmuHo#t B 1.5 kb xomumpyromas Oemok R-kunHazy Oblna
BcTpoeHa B mazmuay pUCIS8 no caitram pectpukuuu HindIIl u EcoRI. Cxema reneruueckoro
KOHCTPYKTa C PpECTPUKTa3HON KapTOW KHMHA3HOTO TIeHa B IUIa3MUJE C YKa3aHUEM
MECTOTOJIOKEHUS TPUILTIETA, KOJUPYIOUIEr0 aMUHOKUCIIOTY JHU3WH, KOTOpas pacHojiaraercs B
cyOCTpaTHOM KapMaHe KHHa3bl IIpeJcTaBieHa Ha pucyHke Huxke. IlpuBenena Takxke

HindIlI Bam FeoR

'3 |
1.2 kb R 0.3 kb

IMOCICAOBATCIIBHOCTE HYKJIICOTUAOB, PACIIOJNOXKCHHAA B HA4YAJIC U B aKTUBHOM HECHTPC AAHHOI'O

reHa.
S-AATUTTATTAUTUATITILUT. ... . UTT TTTTAAAALT TATLITTL . ... .. -3

Onumure 3Tanbl NOJYyYEHUs] HOBOM KOHCTPYKIMM IeHa R-KMHa3bpl ¢ TOYKOBOM MyTauuein
(MyTaHTHOrO reHa) nmo Ju3uHy npu nomouu IIIIP merona, ucronb3ys NPHUBEACHHYIO Ha
PUCYHKE KapTy PECTPUKLUU M 3Has MOCIEI0BATEbHOCTh HYKJIIEOTHAOB B Hadaje U B pailoHe
KOJUPYIOIIEM CYOCTpaTHbBIN KapMaH C JIU3UHOM B 3TOM I'€HE.

5.8. Kakue aMUHOKHUCIIOTHBIE 3aMelleHusl NMpou3ouayT B ¢epMmeHnte R-kuHaza, ecnu ans
aMIUIMQUKAIMM TE€Ha W3 MpeAblaylled 3aJayd HCIO0JIb30BaTh IpailMepbl C TOYKOBBIMU
MyTaLUSIMU CJIETYIOILErO cocTaBa 5-AATLTTAT-TALUTHATT TILILIT-3" u 5-
LAATTATILIT TTT TAAAALIAIT-3".

5.9. ®epMeHT (ochoriokomMyTaza UMEeT TPU BaXKHBIX (YHKIMOHAJIbHBIX JoMeHa. llepen
MOJIEKYJISIPHBIMU T€HETUKaMH CTaljla 3a/a4a U3y4uTh QyHKUMIO AoMeHa 1. Jlyig 3Toro pemuian
noJIy4uTh Qocdoriokomyrazy 6e3 ngoMeHa | myTeMm HampaBleHHOW Jellenuu ydacTKa TeHa,
OTBETCTBEHHOT'0O 32 CUHTE3 3TOT0 JOMEHA.

Kak Oynmer BBIMISAETh COCTaB JBYX MpaiiMepoB, IpPU MOMOIIM KOTOPBIX MOKHO
ammmduuuponath Mosekyny JHK ¢ nenenumeit yyactka reHa, Koaupyrouiero aomeH 1, eciu
nocnenosarensbHocTh JIHK B KoHIle reHa u Ha rpaHuie JOMeHOB | M 2 (rpaHuila OTMEYEHa
BEPTUKAIbHON YEPTOIl) UMEET CIEAYIOIIHNMI COCTaB:

5 AUTAATTTT |[UTTHALTTA ....... ATATTLT ALIAAATAITALL -3'.

5.10. B xosp1ieBYIO MIa3MUIy BCTpOEH (hparMeHT reHa, KOOUPYIOMUid BaKHbIA Oenok. Jliis
TOT0, YTOOBI 3AMEHUThH B 3TOM O€JIKE OJHY aMMHOKUCIIOTY Ha APYryi0 ObLIM CKOHCTPYHPOBAHBI
7Ba KOMIUJIEMEHTApHBIX AaHTUIAappalie/UIbHBIX IpaiiMepa ¢ TOYKOBBIMH  MYTalUsSMU,
U3MEHSIIOIIMMHU KOJIOH.

D S e
——

Bo3MmoxxHo 11 IIPOBECTU aMHJ'[I/I(bI/IKaIII/IIO U TOJYYHUTH MYTaHTHBII\/’I T'€H B OO0CTAaTOYHBIX
KOJIMYECTBAX, UCIOJIb3YS BBIILIECIIPUBEACHHYIO T€HETUYECKYI0 KOHCTPYKIIHIO?
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TECTbI JJIsd CAMOIIPOBEPKH
YCBOEHHOI'O MATEPHUAJIA

1. OcHOBBI MOJIEKYJISIPHOM I'eHeTUKH
Tecr 1.1
Huxe npusenens! 5 npaBunpHBIX 0TBeTOB Ut 10 mepBoix 3amau (4.1 — 4.10). IlocraBpTe B oTBeTax
Te HOMEpa 3a/1a4, KOTOpbI€ UM COOTBETCTBYIOT.
— 3-TTTAAITILL-S.
— 3-TTATLIFALITA-S'.
— 5"-ATUATATLII-3".
3~ TATTATLITL-S .

— 5—AATIYLIAVITYA-3".
— 5—YYYIYAT'YTAVAATAIIAAVTAY-3".
— 5-TYYHYTVYAYATTIAAVIA-3’

Tecr 1.2

Hwxe mpuBenens! 5 mpaBwibHBIX 0TBeTOB i 10 3amau (4.11 — 4.20). IloctaBpTe B OTBETax T€
HOMEpa 3aaa4, KOTOPBIC UM COOTBETCTBYIOT.
—. IIponuH — NpoJIMH — NPOJIMH — NMPOJIMH.
—. JIefiunH — JIeHIMH — U30JICHIIMH — BAJIMH — H30JICHLIUH — TPUIITO(DAH— JICHLINH — JICHIHH.
—. AJlaHMH, acriaparuH, LIMCTEUH, TIIMLHH.
—. Opnun u3 BapuanToB pewenus: YVYVY, VT'A, LILA, ITAA, TLHA.

—. Ilocie ynanenus u3 JJHK 1recroro Hykneotnna aMMHOKUCIIOTEI B MOJICKYJIe Oelka HMEIOT CIICAYIOLIHH MOPSIIOK: TPEOHHH — TITyTaAMUH —
THPO3UH.

—. Onun u3 BapuanToB peutenus: AYY, AV, LIAT, AAA, 'lIA, TALL.

Tect 1.3

Hwxke mpuBeneHsl 5 mpaBWIBHBIX OTBETOB M 9 mocnenuux 3amad (4.21 — 4.29). IlocraBsTe B
OTBETax T€ HOMEpa 3aJ71a4, KOTOPhIC UM COOTBETCTBYIOT.

—. ITocne BcTaBKM TUMUHA O€JIOK UIMEET BUJI: CEPUH — TPEOHUH — JICHLIMH — TIIMLIKH.

—. ITocne Bo3aelcTBUS a30TUCTON KMCIIOTOH Lienb Oenka OyaeT UMEThb CIeaYIoIee CTPOSHHE: IMCTEUH — IITyTaMUHOBAs KU CJIOTA — CEPUH —
M30JICHLIMH — TJIMIUH — CEpPUH. DTO OJJMH U3 BAPHAHTOB OTBETA.

—. OzuH u3 BapuanTos oTBeTa: 3 — I'IIA ALILL ATA T'TA AAA-S’
S5-I T'T TIT TAT LAT TTT-3".

—. OJIMH U3 BO3MOXHBIX BAPUAHTOB PEIICHUS:

3'_AAA IIAA IITA TTT I'TA TAA AIIA IIIA TIIA I'TA-5’

5-TTT I'TT TAT LIAA LIAT LITT TIT ITT AI'T IAT-3’

—. Oz u3 BapuanTos pemenus: 3—TIHA I'TA TAA IAA THI-5 S—II'T OUT LTC
ITT Uru-3’

Tecr 1.4

Hwxe npuBenens! 5 npaBuinbHbIX oTBeTOB uIA 10 mepbix 3aaau(4.1 —4.10). ITocraBpTe B 0TBETaX TE
HOMepa 3ajjau, KOTOpble UM COOTBETCTBYIOT.

—. 3 -ATITAAATTIII-5 .
— 3-ATULUTATTATLI-5'.
— 3-YAAITATYVY-5'.
— 3-T'VITIIYAITAATA-5’.



— 3—LUTITAAAATLTIIATLATLITTAA-S'.

— 5—AVYVIIVITYAYATIIAAYTA-3’
Tect 1.5

Hwxe npusenensl 5 mpaBwibHBIX O0TBETOB mst 10 cienyromux 3amad (4.11 — 4.20). [locraBeTe B
OTBETax T€ HOMEpa 3aJ71a4, KOTOPhIC UM COOTBETCTBYIOT.

—. CepuH — apriuHuH — (eHuNaIaHuH — (DeHUIIAIaHKH.

—. JIeWuuH — BaJIMH — JICHIMH.

—. OauH U3 BO3MOXKHBIX BapuaHTOB otBeTa: AI'A, AVA, AIT, YALI.

—. [Tocre ynaneHus U3 reHa nepBoro HyKJI€oTuaa OeJIOK UMEET BUJI: aprMHHUH — BAJIMH — JICHLIMH.

—. Ipu ynanenun u3 mosekyisl JJHK BTOpOro Hykieoruaa crpoeHue Gejika TakoBO: MIIMIMH — pEeHHUIIaIaHUH — CEPHH.

—. OauH 3 BO3MOXKHBIX BapuaHToB otBeTa: AI'Y, VA, I'TT, YAILI.

Tecr 1.6
Hwxe npuBeneHs! 4 mpaBMIbHBIX OTBETa A1 9 mocnenuux 3anad (4.21 — 4.29). IlocraBpTe B 0TBETAX
TC€ HOMCpa 3a71a4, KOTOPBIC UM COOTBETCTBYIOT.
—. ITocne 00myueHust HaYaIo LENOYKH OeJIKa: MIMLUH — TPEOHHH — [JIHIMH.
—. OnuH U3 BO3MOXHBIX BapuaHToB pemeHus: ALLY-YIT-YAVY-I'VVY.
—. OZIMH U3 BapUaHTOB PELICHUS:
u-PHK: 5-THY ATA ALY AAA-3’
JIHK: 3'—IT'A TUT TTA TTT-5
5-TLUT ATA ALT AAA-3’.

— OLll/lH U3 BO3MOXHBIX BAPUAHTOB PCIICHUA:
3-IIIA TAA LIAA I'TT I'TL5
5-T'TT ATT I'TT LIAA LJAT-3’

—. OauH 3 BO3MOXKHBIX BapraHToB pemeHus: [LIY-YIA-YAV-ITVY.

2. ®epMeHTHI pecCTPUMKIMHU U oaydeHue rudpugnoii JJHK

Tect 2.1

Huxe npuBenens! 4 npaBunbHBIX oTBeTa s 8 3amay (4.1 — 4.8). IloctaBpTe B oTBeTax Te HOMepa
3aja4, KOTOPbIE UM COOTBETICTBYIOT.

—. B npusenennoii IHK umeercst oqun yuacrok pacmosHaBanus: [TATIL] s pecrpukrazsl Bam I (cm.
Tabnuiry Ha ctp. 18). [Tosaromy JJHK Moxer ObITh pa3pe3aHa B OJHOM MeCTe C 0Opa30oBaHHEM JBYX (pparMeHTOB.
—. Pectpukraza EcoR I moxer pa3pe3ars ¢pparmeHT a.

—. YacToTa BCTPEYaeMOCTH ueThIpexHyKIeoTuaHoro ¢parmenta LILTT cocrasur (1/4)* = 1/256. Taxum
obpazoM, cpennsisi aiuHa pparmentoB JJHK npu paspeszanun Hpa 11 coctaBuT 256 HyKII€OTHAHBIX Map.

—. Cpenuss anuna ¢gparmentoB JTHK mpu paspe3aHuu pecTpUKTa3aMH, Y3HAIOIIUMH BOCEMUHYKJICOTHIHYIO
MOCJIEI0BATEILHOCTh, COCTABUT 65536 HYKIECOTHUAHBIX Map.

—. Cpennsist iMHa (pparMeHToB ITPpY pa3pe3aHiy PECTPUKTa3aMH COCTaBUT 53637 HYKIEOTUIHBIX Hap.

Tect 2.2

Hwxe npuBenenst 4 mpaBuiIbHBIX oTBeTa it 7 3amad (4.9 — 4.15).. [locraBeTe B 0TBETax T€ HOMEpa
3a/1a4, KOTOpbIE€ UM COOTBETCTBYIOT.

—. Jomxuo nonyuutsest 732422 + 23 =732445 pecTpUKIMOHHBIX ()parMeHTOB.
—. 52734 + 1=52735 }pparmeHTos.
— 24414 + 4.

—. Bam I moxer pa3pes3ats (parMeHThI ¢ 00pa3oBaHHEM JIMIKUX KOHIIOB, a JIHK-urasza ckpemur ux B OfHY
MOJIEKYITY.
—. 52734 ¢parmeHTOB.

Tect 2.3



Hwxe npusenens 4 mpaBuiibHBIX oTBeTa A 8 3amad (4.1 — 4.8).. [locTaBbTe B OTBETaxX Te HOMEpa
3aaa4, KOTOpPbIC UM COOTBETCTBYIOT.

—. IHK mosxeT ObITh pa3pe3ana B oqHoM Mecte pectprkraszoit Hae 11 ¢ o6pa3zoBaHueM 1BYX (hparMeHTOB.

—. @parmeHTs a 1 6 MoryT ObITH pa3pe3ansl pectpukrazamu Hind 111 u Hpa Il coorBeTcTBEHHO.

—. Cpenusist iimmHa pparmentoB JHK npu paspesanun EcoRI cocraBut 4096 HyKI€OTHAHBIX map.

—. B pe3ynbraTte nonHoro pacmeruienus yenosedeckoit JJTHK pectpukrazoif Not I nomxHO nomyuntses 45776
+ 23 =45799 pparmeHTOB.

—. Cpenusist iimuHa pparmentoB THK npu paspesanun EcoRI cocraBut 2055 HyKI€0THAHBIX map.
Tecr 2.4

Hwxe npuBenensl 3 mpaBmiIbHEIX oTBeTa ISt 7 3amad (4.9 — 4.15). [locraBeTe B OTBETaX Te HOMEpa
3a/1a4, KOTOPbI€ UM COOTBETCTBYIOT.

—. 3296 + 1 = 3297 pparmeHTOB.

—. 18359 pecTpuKIMOHHBIX (PparMeHTOB.

—. C nmomonrpto Hind III moxHO pa3pesats oba ¢parmenta THK ¢ oOpa3oBanuem sumkux konmoB AI'TIT.
3areM Npu CMeENICeHHUH (ParMeHTOB JIMIIKME KOHIIBI CKPEIsTCS MEXIy COOOW 3a CYeT BOJOPOJHBIX CBs3EH, a
OKOHYATENBHYIO CUIMBKY B €MHYIO THOpHUAHYIO MoJekyny npousBeneT JJHK-nurasa.

—. 22575 pecTpUKIMOHHBIX (PParMeHTOB.

3. AHanu3 u ucnojb3opanme ¢pparmenton JJTHK
Tecr 3.1

Hwxe npuBenensl 5 mpaBuiIbHBIX 0oTBETOB M 3amad 4.1 — 4.9. IloctaBpTe B OTBETax Te HOMepa
3a/1a4, KOTOPbI€ UM COOTBETCTBYIOT.

—. Be.
—. Ojna.
- 1 2.5kb I 3 kb | 2 kb |
I 1 1 1
HindIII Smal
- 3 b
A 2
1 b
A
4
5 &
E C & &
2.3 kb
1.8 kb
— | 2.5kb | 2 kb | 3kb |
I 1 1 1
HindIII Smal

Tect 3.2



Hwxe npuBenensr 4 mpaBuwibHBIX oTBeTa uig 3amad 4.10 — 4.18. [loctaBeTe B OTBETax T€ HOMEpa
3a/1a4, KOTOPbI€ UM COOTBETCTBYIOT.

—. BpIsiBUTH MyTauuio, NpuBOAALIYIO K 3a00J€BaHHIO, MOXKHO JOCTATOYHO JIETKO MCHOJB3YSI MOJIEKYJISIPHO-
TeHeTHUeCKue MeToIbl. J{J1st 3Toro uHauBMayansHbe 00passl JJHK HeoOxonumo odpadoraTh pectpukTazoii EcoRI.
3areM, TOJNy4eHHbIE PECTPUKIUOHHBIE (PparMEHTHI IOBEPTHYTH JJ1eKTpodopeTnieckoMy (pakIHOHHPOBAHUIO B
arapo3HoM reine ¢ nocienyromieii Cay3epH-0J10T THOpHIU3aIIUeH, UCTIONB3Ys B KAUECTBE 30HAa MEUYCHBIH (pparMeHT
cnermupuueckoi JTHK.

[ockonbky B pe3ynbrare MyTannoHHOH 3amensl Hykineotnaa B JIHK rena, oOycnasiuBatomiero 3adboneBanue,
MIPOUCXOIUT TOTeps caiita pectpukuuu Ui EcoRI, koropblii mpucyrcTByer B HOpPMajbHOM TeHE, TO Ha
aBTOpaZuorpaMMe 00pas3IioB, B3STHIX Y 3JI0POBBIX JIIOJEH, OyAyT MPUCYTCTBOBATh ABe (ppakumu. B Toxe Bpems B
oOpasuax, B3SITBIX Yy JIIOAEH, SBIAIONIMXCS HOCHUTEISIMU 3a00JieBaHUsl KUCTO-(GUOpO3, OyleT MpUCYTCTBOBATH
JIOTIOTHUTENbHAs «TshKenas (HepaspesanHast) ¢ppaxims JJHK.

—. Crapuii ChIH sSIBIISIETCSI HOCHTENEM 3a001eBaHusl KUCTO3HBINA (HOpO3.
—. O0a poguTess ABIAIOTCS HOCUTENAMH 3a00I€BaHuUs.

310poBEIe
Hocurenu
BonbHbIe

1165 v
879 Hn

286 HIT

—. Bce HOpMaJIbHBIC 6paTI)$I " CCCTPHI ABJIAIOTCA HOCUTCIIAMU.

Tect 3.3

Hwxe npusenens! 4 npaBuwibHBIX oTBeTa sl 3amad 4.1 — 4 .9. [loctaBbTe B OTBETax TE HOMEpa
3a/1a4, KOTOPbI€ UM COOTBETCTBYIOT.

z £
g2
8 kb

—~ — a
53] el &)

4.5 kb

2.5 kb

2kb

1.5 kb

1kb

0.5 kb

| 25kb ,15kb , 1.5kb, 2kb
I I I I

HindIII EcoRI  Smal

EcoRI EcoRI EcoRI
] 3 2 | 4
3 | 3 2 | 2, | 23
r HindIIT A HindIIl B HindIII b




EcoRI
Baml
Cmech

5kb

Tecr 3.4

Hwxe npuBeneHs! 5 npaBmibHBIX 0TBETOB s 3amad 4.10 — 4.18. IloctaBpTe B OTBETax T€ HOMEpa
3a/1a4, KOTOPbI€ UM COOTBETCTBYIOT.

—
—
o

~
o

0.2 kb

—. Tak kak 006a poAMUTENs ABIAIOTCS HOCUTEISIMH ITOBPEXKICHHOTO T€Ha, T.€. TETEPO3UTOTAMH, TO BEPOSITHOCTh
poXxaeHus netei ¢ 3aboneBanreM Kucto-pubpo3 paBua 25%.

—. Mnaammuii OpaT sBisieTcss HOpMaJIbHOH TOMO3UTOTOM, & OCTalIbHbIe HOCUTEISIMU 3a00JIeBaHUsL.

—. IlepBbIii peOeHOK (IMOpPUOH) SBISAETCA TETEPO3UTOTOM M COOTBETCTBEHHO YyHacnemayeT amiens JIHK-
Mmapkepa (3.7, 1.2 x0), cueruieHHbIH ¢ O0Ne3HbI0O XAHTUHITOHA, a YYUTHIBast 4% KPOCCHHTOBEDP MEXIY I'€HOM,

orpeiessonM 3a0o1eBanue u cremieHHsM ¢ HuM JJHK-MapkepoMm MOXKHO CKa3aTh, YTO TOJIBKO B OHOM CIydae
u3 25 oH OyIeT HOPMAIBHON TOMO3HUTOTOM.

Bropoii pebeHok B J1000M ciiydae yHACIEAyeT ajieib, Hecylmuid Oone3Hp XaHTHHITOHA, MOCKONBKY
MOBPEXIEHHBIA T€H OH O00s3aTeNbHO TIOJYyYUT OT OTIA,

o0yciaBuBaroieMy 3a00jeBaHue.

KOTOpLIﬁ SIBJIIETCA TOMO3HUI'OTOM 11O TCHy,

1 2 3 4 5 6 7 8

1165 un
879 Hn

286 H

—
~
o

~
o

0.2 kb

HJ'Ia3MI/l}1HbIe BEKTOpa — ClieMAJIbHbIC yCTPOﬁCTBa IJIs JOCTAaBKH
U KJIOHHPOBAHUA YYKCPOAHBIX 'CHOB

Tect 4.1



Huxe npuBenens! 4 npaBunbHBIX oTBeTa s 8 3amay (4.1 — 4.8). IlocTaBpTe B oTBeTax Te HOMepa
3a/1a4, KOTOpPbIE UM COOTBETCTBYIOT.

—. Her, mockonbky Bo (pparMeHTe OTCyTCTBYET caiiT st EcoR 1.

—. Bropoii ¢ nomompto pecrpuxrassl Hind I11.

—. MoxHo. [epBsiii ¢ ucrions3oBanuem EcoR 1, Bropoit — Hind II1.

—. Tak kak TpaHc(hOpPMHpPOBaHHBIC OAKTEPHHM HE PACTyT Ha Cpelie, COIepiKalled TeTPAIMKINH, TO MOXXHO
MPEANONOKNUTh, 9To B IuasmuaHod JIHK BcTaBkol MHOBPEXICH T'€H YCTOMYMBOCTH K STOMY aHTHOHMOTHKY.

CrnenoBaTenbHO, U3 IIa3MU/Ibl HY)KHBIH HaM (parMeHT MOYKHO «BBIPE3aThy IIPU MIOMOIIH PecTpuKTa3sl Bam 1.
—. IlepsbrIil.

Tect 4.2

Hwxke npuBenensr eme 3 mpaBWIbHBIX oTBeTa s 6 3amad (4.9-4.14). IloctaBpTe B OTBETax T€
HOMEpa 3aaa4, KOTOPBIC UM COOTBETCTBYIOT.
—. 'nOpumu3zarus MeueHoro 30H1a npousoinet ¢ ¢ppakmusamu JJHK Benuuunoii 4 u 2 k0.

—. I'ubpunuzanums npouzoiiaer ¢ ¢ppakuusamu JJHK BennunHoit 4 u 1 k0.

C BCTpOEHHOMU
JHK
be3
BCTPOEHHOM

2.7kb

1 kb

C BCTpOeHHOMU
JHK
be3
BCTPOEHHOM

1.7 kb
1 kb

Tect 4.3

Hwxe npuseneHs! erie 4 npaBmIBHBIX oTBeTa ig 8 3aaad (4.1-4.8). [locTaBbTe B OTBETax T€ HOMEpa
3a/1a4, KOTOpbIE€ UM COOTBETCTBYIOT.

— a.

—. O6a. IepBeiii npu oMoy pectpukrassl EcoR I, BTopoii npu nomornu pecrpukrassl Hind 111

—. [Ipu momonmwm ¢epmenta Bam 1. bakrepun, TpaHchopMUpOBaHHBIE TaKOH IUTA3MUION, HE OYAYT pacTH Ha
cpenax, cofiep KalluX TETPALUKIIHH.

—. Tlockoibky Oenok coctouT u3 300 aMUHOKHUCIIOT, TO BeuuuHa reHa Ms Oyaer 900 HyKJICOTHAHBIX map, a

TaugeMHas komusa cocraBut 900 X 2 = 1800 um. CnenoBaTeiabHO, TaHIAEMHAs KOIMI reHa Ms MOXKET HaXOJIUThCS
TOJIBKO BO (pparmenre 3.

—. Tonpko onun. IIpu momouu pectpuxrassl Hae II.

Tecr 4.4



Hwxke npuBenens eme 3 mpaBWIbHBIX oTBeTa st 6 3amad (4.9-4.14). IloctaBpTe B OTBETax T€
HOMEpa 3a7a4, KOTOPBIE UM COOTBETCTBYIOT.

—. Ha nepBom sTane HeoOX0AMMO ONpEAENUTh B KaKOE€ MECTO B IUIa3MHJe HauOojiee ONTHMAaIbHO MOXHO
BCTPOUTH T€H, HY)KHBIH HaM Juisi mocienytomiero kinonuposanus. ®@parment JJHK rpubka Podospora, koTopbiit
COJICPXKHUT TeH [-TyOynnHA, MOXHO BCTpOWUTH Ipu momornu pectpuktasbl Haell. s astoro JIHK rpubka wu
IUIa3MUly HY)KHO 00paboTaTth pecTpUKIHOHHBIM (epmeHToM Haell, mpomsBectn ruOpuamM3anvio JTHHEHHON
Monekyibl miasmMuabl U JIHK  Podospora ¢ mocnenyroimuM cHIMBaHWeM Jura3od. [lomydeHHOW THOpPUIAHOM
mwia3mMuaon TpaHchopmupoBath E. coli. Jlanmee, TpaHchopMupOBaHHBIC OaKTepHHMM BBIpAIlUBATh Ha CpEIE,
coJiepiKallle TeTPalrKINH. 3aTeM HepEeHECTH PEIUINKY (OTIIeYaTOK) KOJIOHHUN Ha CPey, COAEPIKAIIYI0 KaHAMUIIHH.
Tak Kak TeH YCTOMYMBOCTM K KaHAMHUIMHY OTKIIOYEH H3-32 BCTAaBKH, TO OakTepuu TpaHC(HOPMUPOBAHHBIE
THOpUIHBIMH IDIa3MHIaMHU, He OyIyT pacTH Ha cpene, cojlepkamiedl kaHamuiumH. KoloHMM ycToWduBBIE K
TETPALUKINHY, HO YyBCTBUTENbHbIE K KAHAMHUIIUHY, U OyIYT HCKOMBIMH.

—. Ynanoce. Tak kak B pe3ynasTare BcraBku uyxkepoanoit JJHK B mnasmuny pUC18 npousonuio HapyiieHue

pabotel TeHa lac Z, To OakTepuaidbHBIC KJIETKH COIepiKalme IuiasMuasl co BcrpoeHHoi JIHK ob6pasoBanu
HEOKpAIIICHHbIE KOJIOHUH, a HE CHHHE.

C BCTpOeHHOU
JHK

be3 BcTpoeHHO#
JHK

2.5kb

1 kb
0,2 kb

C BCTpOEHHOU
JHK

be3 BcTpoeHHO#
JHK

2.7kb

1 kb
0,5 kb

5. (I)aFOBLle U KOCMHU/IHbIC BeKTOpa U CO3JaHUEC I'€CHOMHBIX GI/IGJ'II/IOTeK
Tect 5.1

Huxe npuBenens! 4 npaBunbHBIX oTBeTa s 8 3amay (4.1 — 4.8). IloctaBpTe B oTBeTax Te HOMepa
3aja4, KOTOPbIE UM COOTBETCTBYIOT.

—. Hukakoii, mockoNbKy BeJTMurHA 00eruX (pparMeHTOB CYIECTBEHHO MeHbIIe 15 KO.
—. Benmuunna cootBercTByrOmIeH B-rnoduHoroit k/IHK, cocTaBuT 0k0i10 462 HYKICOTHAHBIX Map.

—. a ynacrcsa B mro6oii mmazmune Hanpumep pSC101, pBR322 wim pUCILS ecnu k naHHOMY (parMeHty
yenoBeueckoit JTHK noammte ¢ momomisio JJHK-nurassl IMHKEpHYIO MOCIEA0BATEIBHOCTD JomycTuM 'AATTL] 1is
nerictBus pectpukrasbl EcoRI.

—. Y nunkepa mist nanHod kJ{HK, uro Ob1 €€ MoxxHO ObUTO KiIOHMpOBaTh B uazmuzae pBR322 no mapképy
YCTOMYMBOCTH K aMITUHHIIWIMHY TOCIEIO0BATEIBHOCTh NOMKHA ObITh LITTLIAL Ui ACHCTBUS pECTPHUKTa3bl Pstl,
PacIonoKEeHHON B CTPYKTYPE TeHa Ap'.



—. Y nunkepa mist nanHod kJ{HK, uro Ob1 €€ MoxxHO ObUTO KiOHMpOBaTh B uazmuzae pBR322 no mapképy
YCTOWYMBOCTH K aMITMHUIWIMHY TOCIEN0BATEIbHOCTh NODKHA ObITh TAATTIL ayst AeHCTBUS pecTpuKTasbl Pstl,
PACIIONIOKEHHOM B CTPYKTYpe reHa Ap'.

Tecr 5.2

Hwmxe npuBenensr 3 mpaBWIBHBIX OTBeTa ig 6 3amad (4.9 — 4.14). [loctaBsTe B OTBETaX TE€ HOMEpa
3a/1a4, KOTOPhI€ UM COOTBETCTBYIOT

—. Jla moxnOo, mockoinbky EcoRI Oymer paspesats JJHK mpoxokeBoro rpubka Ha pasiudHbIe (parMeHTHI
(BemmumHa 4096 H. 1. SBJSIETCS TOJBKO CpelHel), B TOM 4ucie W Ha (parMeHThl JIMHON OKojo 15 kO, KoTopble
JIETKO BCTPOATCS B par A (A-BEKTOp) JUIs OCIEAYIOIIEro pa3MHOKeHH B E. coli.

—. MunumansHoe YMCIO pa3sIMYHBIX KIOHOB COZEpIKaIlMX oTiuyaromuecs (parmentsl JJHK uenosexa
COCTARBJISIONINX TEHOMHYIO OMOIMOTEKY B TaHHOM ciiydae oyner 45776 + 23 wmu 45799.

—. TlockonbKy CTPYKTYpHBIH T€H Yy BBICHIMX JYKapHOT BCEerla CYIIECTBEHHO uuHHee, 4yem kJIHK
ANIEeKTPOOPETUUECKH CIIeKTp uX o0pas3moB mocie Cay3epH-O0J0T THOpHAM3AIMM Ha paaudoaBTOrpamme OyneT
BBINISIZIETH CIEAYIONMM 00pa3oM:

0 reHa

JHK
cTpykTypHOr
kTHK

—  DOnekrpodoperndeckuii crnekrp JHK aByx o6pasmor mocie Cay3epH-070T THOpHIU3aIlMKU Ha
panuorpaMme OyzeT BBIMIISIETh CIEAYIOIMM 00pa3oM:

0 reHa

JHK
cTpykTypHOr
kJTHK

Tect 5.3

Huxe npuBenens! 4 npaBunbHBIX oTBeTa s 8 3amay (4.1 — 4.8). IloctaBpTe B oTBETax Te HOMepa
3aja4, KOTOPbIE UM COOTBETICTBYIOT.

—. YcnemHo kinoHupoBaTh naHHbBIA (parment JIHK B Gakrepuodare A He ymacrcs, T. K. €ro BeIMYUHA
CYIIIECTBEHHO MeHbIIIe 15 KO.

—. Jla cyMeroT, TOCKOJIbKY BEIMYHHA TaHACMHOW (IBOMHHOW) KOMHMH JAHHOTO T'€Ha COCTaBUT OKOJIO 41 KO u
atoT pparment JJHK mMoxHO OyzneT ycrenHo KIOHUPOBAaTh B KOCMUIHOM BEKTOPE.

—. JI1st Toro uTo0b! ycnemHo kinonuposath kJIHK rena Pgm npozodunbl B kakoM MO0 M1a3MHIHOM BEKTOPE
Heodxoaumo K kJIHK ¢ nomomrsio JJHK-nurassr moqmmte yao0HyI0 JTHHKEPHYIO MOCIIEA0BATENLHOCTb.

—. ITockonbky pectpukraza EcoRI y3naér nocnenoatensnocts JJHK, cocrosiyio u3 mectu HyKJI€oTUI0B TO
oHa OymeT paspe3ath Monekyny aByxuenodeunoi JJHK B cpemnem omuH pas Ha 4096 HykieoTwaHbix map. U
CJIeIOBATENIbHO MUHHMMAJIBHOE YHWCIO pa3IMYHBIX KJIOHOB coaepammx orindatommecs ¢parmentsl JHK
Saccharomyces cerevisiae, COCTaBJIAIONINX TEHOMHYIO OHOIHOTEKY 3TOro Bruaa Oyaer 3296 + 1 wiu 3297.

—. ITockonpky EcoRI y3naér mociemoBarensHocth JIHK, cocTosIyro U3 IIECTH HYKJICOTHIOB TO OHa OymeT
paspesatb Monekyny aByxienodeunoit JIHK B cpennem onun pa3 Ha 4096 HykiaeoTUAHBIX map. M ciemoBaTelbHO



MHUHUMAJIHOE YHCIIO PA3IMYHBIX KJIOHOB coiepkaiux omnyatonmecs gparmentst JIHK Drosophila melanogaster,
COCTaBJISIFOIIMX TEHOMHYIO OMOnnoTeKky atoro Buna Oyner 24414+1 wim 24415.

Tecr 5.4

Hwmxe npuBenensr 3 mpaBWIbHBIX OTBeTa ia 6 3amad (4.9 — 4.14). [loctaBsTe B OTBETaX TE€ HOMEpa
3a/1a4, KOTOPhI€ UM COOTBETCTBYIOT

—. MunumanbHoe YHCIO pa3IMYHBIX KJIOHOB cofepXamux oriudarommecs (pparments JHK Drosophila
melanogaster COCTaBIISIIOMINX TEHOMHYIO OMONTMOTEKY 3TOro BHaa Oyner 24414+4 unu 24418.

—. Dnekrpodopernueckue crektpbl ooenx JTHK Ha anekrpodoperpammax OymyT CYIISCTBEHHO OTIMYATHCS.
JIHK cTpyKTypHOro TreHa y 3yKapuoT CYIIECTBEHHO JIMHHEE ITOCKOJBKY BCErAa COJEpPKUT IOCIEN0BATENLHOCTH
HHTPOHOB u Jpyrue peryiastopubie (parmentsl JIHK. ITostomy B xo1e anekrpodopesa odpaser; JHK
CTPYKTYPHOTO TeHa OyzeT qBuratbest MeasienHee yem k/IHK.

— Her ne moryr. IlomyueHHsle Tpu ¢pakuuu Ha paguorpaMMe CBUJAETEIBCTBYIO O TOM, YTO CaMThI
pectpuximu s EcoRI B 1aHHOM reHe nMeroTcsi B MHTPOHAX, HO OTCYTCTBYIOT B 9k30Hax. [loaTomy pectprkrasa
EcoRI aBaxkapr mope3ana JIHK ctpykTypHOro reHa B MHTpOHHO# yacTu ¥ HU pasy B ero kJIHK (3x30HHOM yacTH).

—. Ja moryr. [lonydeHHble TpU (Qpakiuy Ha paguorpaMMe CBHIETEIBCTBYIO O TOM, YTO CAHTHI PECTPUKIMH
it EcoRl B naHHOM reHe MMeEloTcs B MHTPOHAX, HO OTCYTCTBYIOT B 9k30HaX. ITostomy pecrpukraza EcoRI
nBaxapl nope3ana JJHK cTpykTrypHOro reHa B MHTpOHHOH 4acTu, U HU pa3y B ero k/IHK. Bcé 3to roBopur o Tom,
YTO CYIIECTBYET TPH KOIIUH JAHHOTO I'eHa B TEHOME MOPCKOW CBHHKH.

6. 'eHHast TAKTUJIOCKONUSA U MOJHBINA CHKBEHC (MPOYTEHUE) HYKIEOTHTHBIX
nocjaenoBareabHocreii JHK

Tect 6.1

Huxe npuBenens! 4 npaBunbHBIX oTBeTa s 8 3amay (4.1 — 4.8). IloctaBpTe B oTBeTax Te HOMepa
3aja4, KOTOPbIE UM COOTBETCTBYIOT.

—. [Tonnoe coBnanenue cnektpoB IHK B 1Byx 00pasiiax TOBOPUT O TOM, YTO CKOPEE BCET'O OHU OBLIH B3SATHI Y
OITHOT'O YeJI0BEKa (WJIH Y OMHOSHIICBBIX OJIM3HEIIOB).

—. buonornueckuM orom naHHOTrO peOEHKA MOXKET OBITH TOJIBKO MyXuuHa umetormii cnekrp JTHK No2.

—. 13 ceMu momo3peBaeMbIX MPECTYITHUKOM MOT OBITh TOJIBKO YeIoBeK oOnaaaronuii crekrpom JJHK Ne3.

—. Hyxkneorunnast mocnenoBaTenbHOCTh IepBbIX 20 HYKJIEOTHAOB B pecTpukiuoHHOM Qparmente JJHK
npo3oduisl Oyaet cnenyromas: THATIIII-TITTTI{IIAT TLI.

—. HyxkneorunHast mocnenoBaTenbHOCTh IepBbIX 20 HYKJIEOTHAOB B pecTpukiuoHHOM Qparmente JJHK
npo3oduiiel Oyaet cnenyromas: THC T LU T-OTATIIATTL,

Tect 6.2

Hwxe npuBenensr 3 mpaBWIBHBIX OTBeTa ia 6 3amad (4.9 — 4.14). [loctaBsTe B OTBETaX TE€ HOMEpa
3a/1a4, KOTOPbI€ UM COOTBETCTBYIOT

—. Koaddumment crnenmdpuunoctn Hykiaeoruanoro cocrasa st JJHK apozodmiiel mo pedynbratam aHamusza
nepBbIX 50 HYKJICOTHIOB B TAaHHOM pecTpukironHoM ¢parmente JJHK cocraBur 1.27.

—. Ilocnenuue 30 HykimeoTHAOB B TNpocukBeHUpoBaHHOM ¢parmente JIHK wuenmoBeka Oyayr wumersb
cienyrouryro nociaenoBareibHOCTh: TTATHTATAITTAAATIHHAATTUTI TTAALL.



Tect 6.3

Huxe npuBenens! 4 npaBunbHBIX oTBeTa s 8 3amay (4.1 — 4.8). IloctaBpTe B oTBeTax Te HOMepa
3aaa4, KOTOpPbIC UM COOTBECTCTBYIOT.

—. OHM MOT'YT OBITH TOJBKO OHOSHIIEBHIMH OJIM3HEIIAMHU.

—. IIpeamosoraeMbiM MPECTYITHUKOM MOXET OBITh TOJIBKO YesioBek uMmeromuii ciektp JJHK Ne3.

—.  HykmeotuaHas 1OCIEIOBATEIBHOCTh PECTPUKIIMOHHOrO (parmenta JHK wbimm  crnemyromas:
AT AATATIILIIATATT

—. ITeperie 40 HykneotunoB Bo pparmente JJHK npo3oduibl OyayT MMETh CIEAYIOIIYIO MTOCICA0BATSILHOCTh:
THAOTT OO ITTTHUAT THITTAAAIITT TH TT TIITATTL

—. ITeperie 40 HykneotunoB Bo pparmente JJHK npo3oduibl OyayT MMETh CIEAYIOIIYIO MTOCICA0BATSILHOCTh:
THAOTTUUT TUTTTHUAT TAITTAAALILTT AL TTIHAATLL

Tecr 6.4

Hwxe npuBenensr 3 mpaBWIbHBIX OTBeTa iia 6 3amad (4.9 — 4.14). [loctaBsTe B OTBETaX TE€ HOMEpa
3a/1a4, KOTOPbI€ UM COOTBETCTBYIOT
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—. Ileperie 20 nHykimeotumoB Bo ¢parmente JIHK uyemoBeka mnunHOM 50 HYKICOTHIOB OYIyT HMETH
cleyroulyo nocieaoBaTensHocTh: TATHATATUTIIAALTIATA.

—. Kosddunment cnenuduyHOCTH HYKICOTHAHOTO COCTaBa IO pe3yiabTataM aHaimu3a 50 HYKICOTHIOB B
JTaHHOM pecTpukiroHHOM (parmente JJHK uenoseka coctaBut 0,66.
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7. Ammudukanus ¢pparmentoB JJHK ¢ nomoubio meroaa [P (mommepa3Hoii 1enHoii
peakuumn)

Tect 7.1

Huxe npuBenens! 4 npaBunbHBIX oTBeTa s 8 3amay (4.1 — 4.8). IloctaBpTe B oTBETax Te HOMepa
3aja4, KOTOPbIE UM COOTBETCTBYIOT.

—. Ecmu nposectn 10 ycnemmnpix nukinoB amrmuudukanun 20 ¢parmenroB JIHK M3 KOCTHBIX OCTaHKOB,
ucnonb3ys meton [P, To konuyectBo konuit JIHK HyXHOTrO reHa cocTaBUT 20x2'°=20480.

—. IIpoananusupoBats JJHK, conepkairyio Hy>XHBIA JUIsl JAaKTUIOCKONMHU I'eH MMed B HAJIWYMH TOJBKO JBa
criepMaTo30H1a MOXHO, HO Jtuib mocie [TIP-ammiuduxamun JJHK.

—. Cnexrtpsl JIHK, reHa amenoreHMHa M3 KOCTHBIX OCTAHKOB MY)XKUMHBI M JKEHIIMHBI aMIUTU(QHUIIMPOBAHHBIC
[ILIP, mocne 3J1e1<19'po¢)(§)pe3a OyIyT BBINJISZETH CICAYIOIUM 00pa3oM:




—. Ucxons u3 npencrasiennbix 9 cnexkrtpoB JIHK rena amenorennna, ocrankoB cembu Hukomas I cnenyer,
YTO B 3aXOPOHCHHHU OBLTO, 5 )KEHIINH.

—. Cnextpsl JIHK, rena amenoreHnHa U3 OCTaHKOB MYKUYHMHBI ¥ JKeHIIMHBI aMInTuduimpoBannslie [1LP, mocie
anekTpodopesa OyIyT BHIMISICTD TaK:

? 4

Tect 7.2

Hwxe npuBenensl 4 mpaBrIIbHEIX oTBeTa uIst 7 3amad (4.9 — 4.15). [locraBeTe B OTBETaX Te HOMEpa
3a/1a4, KOTOpbIE€ UM COOTBETCTBYIOT.

—. Ucxons u3 ganneix no IMIP-ammmudummpoBannoin JITHK, B3 KOCTHBIX OCTAHKOB ABYX NETEH, MYXYUHBI,
JKEHIIUHBI ¥ KUBOT'O MY)XYHHBI, TeHOB A 1 b cienyer, uro oriiom pebeHka 1 siBisieTcss My)K4nHaA 2, TOCKOJIBKY
TOJIBKO OT HEro 10 TeHy A peOeHOK MOT MOJYYUTh BTOPOH ajuienb 8, a 1o reny b amiens 7, a otnoM pebeHka 2
SIBIIAETCA MY>K4MHa 1.

—. [Ja, Bo3aMoxkHO. [l 3TOrOo Ha MEPBOM 3Tare HEOOXOIUMO MyTEM aMHHOLUTO3a U3BSTh HECKOIBKO HM-
OpHOHANBHBIX KIETOK M IPOBECTH aMIumMdukanuio B3sitoro Marepuana JJHK merogom ITTL[P. 3atem HeoOxomumo
mpoBectn Cay3epH-O10T aHamu3 ¢ wucnonb3oBanueM crerpanbHoro JIHK-3omma (G8). Ilo momydeHHBIM
3MEKTPOPOPETHICCKUM CICKTpaM JIETKO YCTaHOBUTh, UMECTCs JIM TeH 3aboneBanus XaHntunrroHa B JIHK ux
Oynyiero pedeHka.

—. Ipaiimep Nel gomxeH ObITh KoMIuieMeHTapeH komupytomeit (3'- 5'") nenoukm JIHK wu ero
TIOCIIE/IOBATENIFHOCTh  JTOJDKHA OBbITh:  5'- ATITALIAATLAITATI-3'. IlocienoBatensHOCTh BTOPOro IpaiMepa
JoIDKeHa ObITh  KOoMIulemeHTapHa apyroi (5'-3") wmemm nmByxuenouewynoi Moiekynsl JIHK, u  ero
MOCIIEA0BATEIbHOCTD AODKHA OBITh: 5'- TTAATTIAALITATIT -3

—.  Jlns Toro, yroObl amrumdunuposath Monekyay JAHK ¢ nenmenmeit ydacrka reHa, nepBbIi nmpaiimMep st
nenouku 3'-5'M0KeH UMeETh TMocieoBaTenbHOCTh 5'- ATTAATTTILITTUALL -3'. Uto kacaercs mpaiimepa Ne2, To
eciii ObI HaM HY)KHO OBLTO aMIUTH(HUIIMPOBATH ()parMeHT TeHa 0e3 JeIenH, OH ObI BBITJISIIEH CIEAYIONTUM 00pa3oM
5“TAATTAUTTTTT|TTUTLILUTATTIO-3'. Ho Tak Kak HaM HY)KHO 3aMCHUTh B HCXOJHOW Iernouke 5'-3' mepBhlid
TPUILICT JOMEHAa3 Ha OJMH M3 CTON-KOMOHOB, TO mpaiimMep Ne2  OymeT UMETh CIEAyIONMHA BUI: 5
TAATTAUTTAAT | TLTLIITATTILL-3'

—. Ucxons u3 ganneix no IMIP-ammmudumpoBannoir JITHK, U3 KOCTHBIX OCTAHKOB ABYX NETEH, MY)XYWHBI,
YKECHIIUHBI U )KUBOT'O MY)XXUHHBI, TeHOB A U b crienyert, 4to oTiioM o0oux aeTeil sBisieTCss My)K4nHa 2.

Tect 7.3

Hwxe npusenens 4 npaBuiibHBIX oTBeTa s 8 3amad (4.1 — 4.8). [locTaBbTe B 0TBETax T€ HOMEpa
3a/1a4, KOTOpbIE€ UM COOTBETCTBYIOT.

—. Ecnmm nposectn 20 ycnemHpIx 1ukioB aMmrumgukamuu mis 10 konmii ¢pparmenroB JJHK w3 kocTHbIX
OCTaHKOB, ucnonbs3ys metos [P, To konuyectBo konuit JIHK HyXHOTO reHa cocTaBUT 10x2%°=10485760.

—. IlpoanammsupoBate ¢parment JIHK, comeprkammii Hy»KHBIH JJIs1 TAKTHIOCKONHMU T€H MMes B HaJMYHU
JIUIIG OJIMH YEJI0BEUCCKUI BOJIOC MOXKHO, HO JHIIb nociie aMmutudukamuu JJHK ¢ momomrsio TTIIP.

—. Ucxona u3 cnextpoB JIHK rena amernoreHmHa, OCTaHKOB 3HATHOW CEMbBU CIEAYET, YTO B 3aXOPOHEHUU
Haxoamnack 1 xeHmHa ¥ 3 My>X4uHsl. 4,6

—. Ucxonst uz nannbix no [NIP-ammmpunmposannoi JJHK, n3 kocTHBIX ocTaHKOB reHOB A U b, conepkamumx
TaHJIEMHBIE TTOBTOPBI, CIEAYET, YTO JKEHIIMHA MOXET ObITh MaTephI0 MOTMOMINX JIeTel, OCKOJIBKY OT Hee IO TeHY
A OHU MOTJIH NOJYYHTh anjiens 8, a no reny b aymutenu 3 u 5.

—. Ucxona u3 cnextpoB JIHK rena amenoreHmHa, OCTaHKOB 3HATHOW CEMbBU CIEAYET, YTO B 3aXOPOHEHUU
Haxoawics 1 MyX4rHa U 3 JKeHIIUHBIL.

Tecr 7.4



Hwxe npuBenensl 3 npaBmiIbHEIX oTBeTa uIst 7 3amad (4.9 — 4.15). [locraBeTe B OTBETaX Te HOMEpa
3a/1a4, KOTOpbIE€ UM COOTBETCTBYIOT.

—. MOXHO, TOCKOJIbKY UCITOIb30BAHHUE OJHOTO OjacToMepa M3 BOCBMH HE MOBJIMSET Ha AbHEHIIee pa3BUTHE
sMOpuoHa, a gocraroyHoe komuuectBo JJHK i anammza MOKHO mony4yaTh M3 OZHOTO OnacTomepa, MCHONb3Ys
IILIP.

—. Bo3moxHo. []ns 3TOro He00X0ANMO MyTEM aMHHOLUTO32 U3BSTh IMOPHOHAIBHBIE KIIETKH, 3aTEM IPOBECTH
ammmndukaiuio Matepuana JJHK wmeromom ITIP. ITocie sToro Heobxomumo mpoeectd Cay3epH-O0JI0T aHAIHU3 C
ucrionb3zoBanueM crenuanbHoro JIHK-3onpma. Ilo momydeHHBIM CIIEKTpaM JIETKO YCTAHOBHTh, HMMEETCSl JIU
nedexTHbI reH 3a0oneBaHus KUCTO-(HOpo3 B romozurorHoM cocrosiuu B JIHK ux Oynymiero pedeHka.

—.  Jlng toro, uro Obl MOXXHO OBUIO TMOCNIE aMIUTU(QHUKAIUH JIETKO BCTPOUTH NAHHBIH T'€H OPO30(QUIBI B
miazmuay pUC18, HE0OX0auMO NOCTPOUTh K MpaiiMepam, MOCTPOCHHBIM K 3amaue 4.13 (ctp. 84), HYKICOTHIBI
cootBercTBytommme caiitam pecrpukuuu st EcoRI n HindlIl. Torna npatimep Nel mist Hwkaed nemouku (3'-5')
oyner cnenyromum 5'-TAATTUATITALIAATIIATTAT-3', a npaiimep Ne2 mns Bepxueit uenouku (5'-3") Oymer 5'-
AATUTTTTAAITHAAII A-TIIT-3".

—. Ucxons u3 nannbix no [ P-ammmudumposannoii JJTHK, 13 KOCTHBIX ocTaHKOB TeHOB A u b, comepxanuix
TaHJIEMHBIE [TOBTOPEI, CIEIYET, YTO JKEHIIMHA HE MOXKET OBITh MaTephIO JIBYX IMOTHOMINX JeTeH, MOCKOIbKY Y HUX
HET ee ajuiesell mo reny A u o resy b.



OTBETHBI
HA 3AJIAYY TOBBIINEHHOM CJIOKHOCTH

®epMeHTHI PeCTPUKIMY U NOJTy4YeHue
rudpuanoii JTHK

2.5.1. TpaHcnsust T000r0 reHa B aMHUHOKHCIOTHYIO ITOCIIEIOBATEIbHOCTh BCErJa HAYMHAETCS TOJBKO C
METHOHHMHOBOTrO Tpumiera 5-AVT...... -3
5 THLHTAATTIUITATHAALAITAATTTAAAT THTTALAALLIATTAATTLIAT-3"
3-IUITUOTTAAITT ATAT TTT TTUTTHAOTTTHATAATT TTT T T TALITTAATTTA-S

B npencraBnennom ¢pparmente JJHK stoT Tputuier (ATI) pacrnonoxkeH B HU)KHEH LIENOUKe B HAIIPABICHUH OT
5" x 3°. CrienoBaTenbHO, TPAHCKPHIIIIMS T'eHa COMaTOCTAHMHA B HAIIEM ciIydae Oy/eT MPOUCXOMUTh CIIpaBa HaJIEBO.

2.5.2. Obpabotka mpencrabinernoro ¢parmenra JJHK pectpukrazoii EcoRI He oTpa3sutcs Ha pe3ysbTraTax
TPAHCIISIIMU YEIOBEYECKOr0 TeHa COMAaTOCTaTHHA, MOCKONBKY Imocie pasdpe3anus EcoRI crpykTypHast dacte reHa
TIOJTHOCTBHIO COXPAHHUTHCS.

2.5.3. Hcxons w3 HYKICOTHUAHOW mocienoBaTenabHocTn (parmenta JJHK dyenoBedeckoro comaTocTaTuHa,
nocieaoBareabHoCTh TpaHcaupyemoit yactu MPHK ot muHunmupyromero kogona ATIT u mo crom komona TTI'A
oymer cnenyromeii: MPHK — 5 -AYI-ITV-VI'V-AAT-ALY-YVI-ALLY-YII-YT'Y-YTA-3". 3T0 03Ha4aer, YTo
YeJIOBeYECKHUH MEeNTUIHBI TOPMOH COMaTOCTaTHH NMEET aMHHOKUCIIOTHBIN COCTaB: METHOHUH — TIIUIMH — IIUCTENH
— JIU3UH — TPEOHUH — (peHMITaIaHuH — TPEOHHH — CEPUH — LIUCTEHH.

AHanu3 u ucnojb3oBanne pparmentos JHK

3.5.1. AA BB CC DD AB AC AD BC BD CD
175k — — = — e— — — —

15 kb —_ = = = = =

84kb | — — — — — — — — —

4.9 kb _ —_—— —_—_ — =

37kb | — — —_—_ — = —_

23kb [ —m — —m — — — — — — —

12kb | — —_ _—— — — —_

Puc. 1. Cxema 51eKTpOpOpETHUECKUX CIIEKTPOB pPECTPUKLHOHHBIX ¢parmentos JIHK,
obpa6orannbix HindIIl, mocie Cay3epH-010T rHOpHIM3aIMK C HCIIOIb30BaHKeM 30H1a G8 y€C-KUC CIICKTPbl PECTPUKIMOHHBIX
n}gﬂefi, MMEIOLIMX PA3IUIHBIC TCHOTHITBI ) 5KO Y TETEPO3UTOT AD u BC.

3.5.2. YV npoaHanu3upOBaHHBIX UJIEHOB BEHECYIIbCKON CEMBH, POJOCIOBHAS KOTOPHIX NPUBEACHA HA PUCYHKE
3.17 (ctp. 37) cymectByer mpsiMasi CBsA3b 3aboneBanus Xantuurrona ¢ reHorunamu AC, BC u CC, Tak kak
MPaKTHYECKH BCE ITOTOMKU C OTHMH TpeMsl TeHoThramu uMmenu bX, B To BpeMs Kak BCe TMOTOMKH C TpeMms
aJbTePHATUBHBIMU reHoTHIaMu AA, BB, AB ObLIH 310pOBEI.

Uro kacaercsi KOHKPETHOTO aJUIeNs, TO B 3TOH CEMbe CYIIECTBYET YeTKas CBs3b 3a0oneBaHusi bX Tonbko ¢
ameneM C.

3.5.3. Hanuuue renoruna AC y 370pOBO# KEHIIMHBI B miecToM nokoneHnu (VI-5) BeHeCy3JIbCKOM ceMbh
BEPOSTHEE BCEro OOBSCHAETCS TEM, YTO OHA SIBJISETCS KPOCCOBEPOM MEXIY JIOKYCOM, HECyIIMM 3a0ojeBaHHe, U
MapKepHBIM JIOKYCOM, 00pa30BaBIIMMCS B pe3yJibTaTe KpOCCHHTOBepa B xpomocome ¢ bX u ayenem C.

3.5.4. Tlockonbky u3 20 TIOTOMKOB B BEHECYDJILCKOM cembe, Hecymmx amiens C, 19 crpagaror Oone3HbIO
XaHTHHITOHA, a ONUH ABJISCTCA KPOCCOBEPOM, TO BEIMUMHA KPOCCHHTOBepa coctaBUT 5% (1/20°100%). Otcrona
crenyer, yro JIHK-mapkep 1o 3ou1y G8 pacrnonokeH Ha pacCTOSIHUM 5 MOpPTaHH] OT TeHa, 00yCIIaBIMBaIOIIEro 3TO
3a0oneBaHue.

3.5.5. 3oun G8 Moxer OBbITH MCHONB30BaH sl uaeHTHUKamu paiiona JJHK, B koTopoMm HenocpencTBeHHO
pacrionoxxeH caM TeH, OOyCIaBIMBAIOIIMiA 3a0oyeBaHMe XaHTHHITOHA, 4YTO TMOMOXET BBIICIUTH U
MIPOAHATU3UPOBATh JAHHBIA TeH. B manpHeineM BBIACICHHBIA I'eH, 00yClIaBIMBarONMi 00ie3Hh XaHTUHITOHA,
MOXET OBITh YCHENIHO KJIOHMPOBAaH, TPAaHCKPHOMPOBAH M TPAHCIMPOBAH, YTO B HTOre JacT BO3MOXKHOCTH
UIEHTU(HUINPOBATH KOHKPETHBINA OEIKOBBIH ITPOTYKT.

3.5.6. JlaHHble, TpeInCTaBIEHHbIE B PONOCIOBHOM Tpex mokoneHui (puc. 10), He yKiagbpIBalOTCS HU B
peLeCCUBHBIM, HM B JOMHHAHTHBI XapaKTep I'€HETHYECKOrO0 KOHTPOJIS 3a00JIeBaHMsl ONTHYECKas HEHpomaTus
JleGepa. OTH jmaHHBIE IOCTATOYHO XOPOIIO OOBSCHAIOTCS MATEPHHCKHM (LUTOIUIA3MATHUECKUM) XapaKTepoM
HacnenoBanus. [Ipu aTom orcyrcTBue 3aboneBanust y 4 u 10 mpeacTaBuUTeNIst CEMbH MOXKET OBITh CBSI3aHO Kak C
HETOJIHOM TMEHETPAHTHOCTHIO, TaK U C PAa3JIUYHBIM COOTHOLIEHHMEM MHTOXOHJPHWH, COAEpKallMX HOPMAJIbHBIA U
JepeKTHBIA T'eH B UTOIUIa3Me Pa3InYHBIX MATEPUHCKUX KIIETOK.



B Toxe Bpems anexTpodopeTnieckue TaHHbIe 1o aHanu3y (pparmenTa mutoxonapuaibHoi JIHK onHo3HAUHO
TIOATBEPXKIAIOT MAaTEPUHCKUH XapakTep HacjeJoBaHHs 3a00JieBaHUS W CBUJETEIBCTBYIOT O TOM, 4YTO T'€H
OTBETCTBEHHBIH 3a ONTHYECKYyI0 Heliponaruto Jlebepa Haxoqurcs B MT-J{HK.

3.5.7. Vcxons W3 MOJEKYISPHO T'€HETHYECKUX JAaHHBIX aHaln3a (parMeHToB MutoxoHapuanbHoi J[HK
(puc.10) MOXXHO CKa3aTh, YTO PECTPHKLMOHHBIE CIIEKTPHI, MPEICTaBICHHBIE Ha 3JIEKTpodoperpaMMe, HaNpSIMYIO
CBsi3aHBI C 3a0oNieBaHUEM omnThyeckas Heiiponatus Jlebepa, MOCKOIBKY Bce OONBHBIE WIEHBI CEMBU O00JIAAIOT
cnekrpom MT-JIHK cocrosiium n3 nByx ¢pakimii amuHoi 117 1 95 HyKIeoTHAHBIX Tap, B TO BpeMs Kak y 9 u3 11
3I0POBBIX TPEACTABUTEICH CEMBH CIIEKTP COCTOSUI TOJBKO M3 OJHOW "TsDKENoH" (pakuuu BemuuuHOW 212
HYKJIEOTUAHBIX map. Takum odpa3zom kaptel Ppparmenta MT-/{HK y 310pOoBBIX 1 OONBHBIX TpelcTaBUTENIEH JaHHON
ceMbU OyAyT BBHITIISAETH CIEAYIOIMM 00pa3oM:

Hopmanenas | i
wr-JTHK 212 Hn
Sfal
MyTaHTHast 1
mr-JIHK 595 yn © 117 1o

OTHOCUTEIIEHO MEXaHHM3Ma BO3HHKHOBEHUS I[eq)EKTHOFO (MyTaHTHOl"O) aJjljICis, HUCXo4d H3 HMCHOIIHUXCA

TpaHcrenHoe TpaHcrenHoe
pacteHue A pacteHue b
T-JIHK T-JIHK /H |;|ﬂ
T-JIHK

JTAHHBIX MOYKHO 3aKJIIOYUTh, YTO NPOU3OILIA TOUYKOBAs MyTallMs CBs3aHHas C 3aMEHOH OJHOro HYyKJIeoTHAa Ha
Ipyrod wiau HeOoMNblasi WHBEPCHS, BBI3BABINAs MOSBIICHHWE caliTa pecTpukuuu aias ¢epmentra Sfal, Tak kax
KOJIMYECTBO HYKJIEOTH/IOB B HOpPMaJbHOM U JedekTHoM ¢parmente muroxoHapuansHoit JTHK coxpanunochk
OJMHAKOBBIM 212 HII
3.5.8. Bo3MOXXHOCTB TOTO, YTO OTCYTCTBHUE 3a00neBanus y 4 u 10 mpeacTaBUTENsl CEMbH MOXKET OBITH CBSI3aHO
C pa3IMYHBIM COOTHOIIEHHEM HOPMAJbHBIX M JE(EKTHBIX MHUTOXOHJPHH, pACHpENeNeHHBIX B IMTOILIA3ME
MaTEPUHCKHUX KIIETOK ONPOBEPraercsi JKCIIEPUMEHTAIbHBIMH NaHHBIMH. Eciu Obl B muTOIIIa3Me Obula CMECh
MUTOXOH/IpHH ¢ HOpManbHOM W MyraHTHOW MT-JIHK (TeTeporuiazmMoH), TO MBI ITODKHBI ObUIM OBl  BHIETH, YTO
pecTpukIMoHHbIe crieKTphl MT-/{THK

HECKOTOPLIX YJICHOB CEMbU HMCIIU
TpancrenHoe Pacrenue IToTomku
pacrenue Ne2 JIUKOrO THIa

X ->

75% ycTOW4MBBI K 25% 4yBCTBUTEIIbHBI
KaHaAMHULUHY K KaHAMHULHHY

Ob1 Bce Tpu ¢pakuuu — 95, 117 u
212 um. Ho Ha ¢doperpamme (puc. 3.18) atoro Het. CiieqoBaTeIbHO HAMO0JIEE BEPOATHBHIM OOBICHCHUEM OTCYTCTBHS
3a00JIeBaHUs Y IBYX WICHOB CEMbU SIBIISIETCS] HEMOJIHASI IEHETPAHTHOCTh MUTOXOHPUAIIBHOM OOJIE3HH.

HJ'[a3MH}IHbIe BEKTOpa — ClieMAJIbHbIC yCTPOﬁCTBa IJIs
A0CTAaBKHU U KIIOHUPOBAHUA 1YKEPOAHBIX T'€HOB

4.5.1. B renom tpaHcrenHoro pactenust Nel Bcrpowcst Tonbko ofauH ¢parment T-IHK ¢ Hy:xHbIM TeHOM. B
reHoMe TpaHCTeHHOro pacteHust Ne2 Bcrpowiuch n8a ¢pparmenta T-/IHK, npudeM B HEroMoiI0ru4HbIE XPOMOCOMBL.

4.5.2. CooTHOlIEHHE TIOTOMKOB OT CaMOOIIBUICHHS, NpUd KOTOopoM 3/4 H3 HHUX OKa3aJluch

Tpancrennoe Pacrenue IloToMKH
pacrenue Nel JIUKOT'O THIa

X ->

50% ycroitunBbl  50% 4yBCTBUTEIIbHBI
K KaHAMHUILIMHY K KaHAMHULIMHY

T-JHK

KaHAMUIMHYCTOMYMBBIMY, a 1/4 — YyBCTBUTEIBHBIMY, T. €. 3 : 1, MOKET OBITh MOJYYSHO IPU YCJIOBHUHU €CITH TOIBKO
omuH ¢parment T-JIHK BcTpoeH TombKo B OHY XpOMOCOMY pacTeHHst A, Torjma Kak cooTHoureHue 15 : 1 moxer
OBITh TOJNIY4EHO IpH BeTpamBaHuu ABYX (parmeHtoB T-/IHK B aBe HEroMonoruuHble XpOMOCOMBI, YTO HMEIO
MecTo B pacreHnu b. Takum 00pa3oM XpOMOCOMBI, TPAHCTEHHBIX pacTeHuil Arabidopsis thaliana A u b Oymyt



BBITJIAACTD TaK:

4.5.3. Jla, MOXXHO, TTOCKOJIbKY Ha JIEBOM M MpaBOM KOHLAX monwirnHkepa miasmuasl pUCL8 uMmerotcs caiTel
pectpukimu s pectpukta3 Hind III m EcoR I wm ecnm mumasmMuay o0paboTraTh 3THMH pECTpUKTa3aMU
OTHOBPEMEHHO, TO y He€ 00pa3yroTcs ABa pa3HbIX JUNKHX KoHIa. [Ipu 006padoTke dparmenta uenoeueckoi JTHK
BenuunHo# 0.5 KO, MMeroIei Ha KOHIIaX TaKUe )K€ CalThl peCTPUKIINK, OTHOBPEMEHHO ABYMs pecTpukrazamu Hind
IIT u EcoR I y He€ Tarke 00pa3yroTcs 1Ba pa3HBIX JIMIKAX KOHIIA, COBMAJAIOIINE C TAKOBBIMH Y 00pabOTaHHOMH
mra3muasl pUCLS. TlosToMy mporecc JurupoBaHus (BCTaBKHM) naHHOro (parmenra dyemoBeueckodr JIHK B
mwtasmuay pUC18 B cTaHZapTHBIX YCIOBUSAX MPOUAET yCIIEIIHO.

4.5.4. Her Henb3s. [Tockonbky mpu 00pabotke qannoro pparmenta JIHK pecrpukTaszoii EcoRI oOpa3yrorcs He
TOJILKO JIUTIKUE KOHITBI 10 (hjIaHraM, HO U CaM I'eH TOPMOHA Pa3peKeTcs Ha 2 YacTH, YTO CIENIaCT HEBO3MOXKHBIM
KJIOHHPOBaHHUE LIEJIOr0 TeHa.

4.5.5. MoxHo kioHupoBath B miazmMuaax pBR 322 wim pUCI18 Tonbko BTopo# ()parMeHT ¢ HCIIOIb30BaHHUEM
Hind III u EcoR I. B Toxe BpeMs NepBbIi KIOHMPOBATh HE YIACTCs, IMOCKOJIBKY IPU 00pabOTKE IaHHOTO
¢parmenrta JJHK pectpukrazamu Hind III u Baml oOpa3yroTcss He TOIBKO JTUIMKHE KOHIBI MO (IaHraM, HO U caM
(parMeHT pazpexercs Ha 2 4aCTH, YTO CENaeT HEBO3MOXHBIM €r0 LEJIOCTHOE KIIOHUPOBAHUE.

4.5.6. Her Henp3s. IlockombKy Ui TOrOo, 4TOOBI BCTPOUTH W KIIOHMPOBATH 3TOT T'eH 00S3aTEIBHO
MOHaI00MII0Ch OBl HCTIONB30BaHUE pecTpUKIMOHHBIX (epmeHToB EcoRI u Hind III, caiitel pectpukimu mis
KoTopbIX nmerores no ¢umanram ¢parmenra JIHK. Onnako anst EcoRI ects eme ofuH caiiT pecTpUKIMU BHYTPU
(parMeHTa resa, u €€ UCIONb30BAHUE MIPUBEET K HAPYIICHHIO [IEJIOCTHOCTH KIIOHUPYEMOTo TeHa.

4.5.7. Knonnposats 3101 yuactok JIHK B mmazmune pUCI18, He Hapymias LETOCTHOCTH CTPYKTYPHOH 4acTH
Ba)KHOI'O T€Ha MOXKHO TOJNBKO ¢ momoinsio pectpukras Pstl u Sall mnm Pstl u Smal. Tlockonbky ucnonb3oBaHue
pecrpukTa3 Hind III, EcoRI u Baml o0s3aTensHo npuBeieT K HapyIIEHHIO 1IeTI0OCTHOCTH KJIOHUPYEMOTO T'eHa.

daroBble " KOCMHM/IHBIC BEKTOpPAa H CO3JaHHUE TeHOMHBIX 0MO0JINOTEK

5.5.1. TTockonbky B He3pembIx sputpormrax oosee nonouHsl MPHK sBisieTcs TI00MHOBOM €€ JIETKO MOYKHO
BBIJIEITUTh U UCITOIb30BATh C MIOMOIIBI0 00pAaTHOH TPaHCKPHIITAa3bl s MomydeHus coorsercrByronierd kJ{HK. 3atem
TIPU CKPUHUHT'€ TEHOMHOM OMOIMOTEKH KIIOHOB E. coli Ha HUTPOIEIUTIONIO3HOM (MIBTPE PaIMOAKTUBHO MeUEHHAs
k/IHK, ucronp3yemast kak 30H1 OyAeT KOMIUIMMEHTapHO ruOpuau3oBarbes Tonbko ¢ JIHK S-rmoduHoBoro reHa.
[TosTOMy 1O MECTOPACIONOKEHUIO PATUaKTHBHOW MeTKU KioH FE. coli, comepxammii ¢parment JHK c pS-
INTIOOMHOBBIM I'€HOM JICTKO HAHTH U BBIICIUTH U3 HEr0 HeoOXomumoe KoaudecTBo S-rinodunosoi [THK.

5.5.2. Tlony4yeHHsble yeTbipe Pppaxkiyu Ha pagdoaBTOrpaMMe TOBOPAT O TOM, uTo pectpukraza HindIIl tpu paza
paspesana JJHK crpykTypHOro reHa 6eika 3e1eHON MapThINIKH, B TO BpeMs kak k/IHK, HecyIyro TONbKO 3K30HHYIO
YacTh OHa pa3pe3alia JMIIb ofuH pa3. ClieaoBaTebHO, B HCCIIEOBAHHOM CTPYKTYPHOM T€HE 3eJIeHOW MapThIIIKH,

KOTOpBIIl OTBEUaeT 3a CUHTE3

BaOXHOro Oenka HMEIOTCA JBa
TetR-konoHuu, cogepxaime B-rnoGunosas KAHK o .
XUMERHhIE NNasMHAs MevenHan P caiita pectpukiuu no HindIll B
. QSS;‘;’T;‘?&&? PagwoasTorpachiis HWHTPOHHOU lIa,C’EI/I T'CHa U TOJIbKO
ennuka pom OJIUH B DK30HHOU.
T rmopwnm_Q
3auus
O6paboTka NaOH, B
e UL I'enHas naKTHJIOCKONIMSA U
HUTPOLLENIONO3HOM 6aKTepuit 1 F 7
uneTpe penatypauus IHK IOJTHBIX CUKBEHC
WnenTudukanus 6akTepuatbHbIX KOJOHHI, COAEpKAIMX TIa3MUTy CO BCTABKOH (hparMeHTa TeHOMHOM (“phoeHHe)
JIHK ¢ B-rno6uHOBEIM reHoM. bakTepunm ¢ peKOMOMHAHTHOH MJIasMHUJOH, cojepixamiel HYKJIEOTU/IHBIX

OCJIEI0BATENILHOCTH, TOMOJIOTHYHBIE MOCienoBaTensHocTH Meyenoro kJIHK 3o0mma, rubpuausyrorest u -
BBISBIISIOTCA ~ PajiMOaBTOrpauuecKud. 3aTeM Ha HCXOAHOW damike OTbiCKMBaloT koionuto, HMOCJICA0OBATCIBbHOCTCH ,)IHK
JIOKaJIH30BaHHYIO TaM JKe, TAe H COOTBETCTBYIOLIAs KOJIOHUS Ha GUIIBTPe-peIUIiKe.

6.5.1. Ecmu Obl AnHHa
MbHexeH JeHCTBUTENbHO ObUTa mpuHIeccod Awnacracuer, To e€ MT/JHK Opita Takoi ke, Kak y BceX
POICTBEHHUKOB IMOCJEAHEH PyCcCKO# mapuibl AJCKCaHAPHI, BKIOYas e€ IUIeMsHHUKA repuora DauHoyprcekoro. U
KopoTkuit pparment npoanamusupopanHod MTIHK y weé O6put1 Ob1 TTLLTLL Ho ¢parment e€ mtIHK mmeer
nIpyroif coctaB u nonHocteio coBnagaer ¢ MTAHK eé mctunHoro minemsHauka Kaprma Mayuepa, Bce mpenku u
POJICTBEHHUKU KOTOPOTO HUKOTJIa HE UMENIA POJICTBEHHBIX CBSI3€H C KOPOJIEBCKUMHU CEMbsIMU EBPOITBI, B TOM YHCIIe
¢ ceMbéil mocnenHero pycckoro mapst Huxonas I1.
Takum 00pa3oM MOYKHO OJHO3HAYHO YTBEPXKIaTh, YTO AHHA MPHEXCH HE SBIIUTACH IPUHIIECCON AHAcTacueH.

6.5.2. la, MoxxHo. Tak Kak cyrnpyra nocjeIHero pycckoro napst Anekcanapa u e€ 1etu AHactacust U AJIEKCeH,
a TaKKe Tepror DIUHOYPICKUH SBJISIOTCS IPAMBIMUA TOTOMKaMH KOPOJIEBBI BUKTOpPHY 110 MATEPUHCKOM JTUHUU TO Y
BCEX Y HUX MOCIIEI0BATEILHOCTh 6 HykieoTHaHoro ¢pparmenra MtIHK Oyner cnemyrormas TTLILITLI

6.5.3. Vcxons u3 anekTpodopeTHyeckoro CreKTpa CHKBEHHPOBAHHOI'O KOPOTKOI'O0 HAYaJbHOTrO (pparMeHra
JJHK r100MHOBOrO TreHa CXEMaTHYSCKH MPEACTABIIEHHOTO Ha pajuorpaMMe pHC. 9 HYKIEOTHUIHAS



MOCJICIOBATEIBHOCTL 1A HOPMaJIbHOrO [3-riiobmHOBOro reHa Oymer: TI'TILIALIITTALTHLTIAITAL, a mis
MytanTHOro TI'TILIALIUTTALTHLTITITAT. Takum o00pa3oM MyTalyisl MPUBOIAIIAS K CEPIIOBHIHO-KICTOUHOMN

aHEMHUH Tpou3ouUId TOIBKO HopmanbHbrii CeprioBUIHO-KJIETOUHBII
B OJIHOM caiire, Ipu 3TOM B-ri06MHOBKII reH MYTaHTHBIH
B-rno6HHOBBIT TeH
HYKJIEOTH]] A B ", HbS
B M B

CEMHAJIIATOM  TOJIOKEHUHU yrauus
[-ri00uHOBOTO reHa U v

1 Sred= i
3aMeHuIICs Ha HykjeoTus T. L AT LN

6.5.4. Or wmyramuu, AHK 0T i AL
npousomenuel TONBKO B N el il
OJHOM caiite B- © Tpascprmuzs Q
TJIOOMHOBOTO reHa B o o
MPHK r AT ryr
3aMECTHUBIIETO B
CEMHAUATOM  IOJOKEHUU @ © Tpercrmus {}
- — BUIMH -~

Hykieotun A Ha T 10 Tommenrun —
(EeHOTUITHIECKOTO
MIPOSIBIEHUS] 3TON MYyTalluH,
BBIPaXaoLIEerocs B
3a00JIEBAaHUN  CEPIOBHIHO-  Hopmarsusii
KJIETOYHOM aHeMuep °puTpounT
MIPOUCXOIUT PSAJ  CIOXKHBIX
JTAaroB. G ¢

OCHOBHEBIE 3Talbl pea- HopmansHblit CeprioBuiHO-

A2 TpaHcnopT KJICTOYHas

JM3aly T'€HCTUYCCKOM HH- KUciopoja AHeMHUs
(dopManu B HOPMaJbHOM U
MYTaHTHOM caiiTe OT reHa 10 (eHOTHUITNYECKOTrO NPU3HaKa MPE/ICTaBICHBI Ha PUCYHKE CIIpaBa. XOpOIIO BUIHO, YTO
MYTaHTHBIA HOBBIY Tpuruier I'TT, BOSHUKIIUKA TTOCe MYTalluk Ha IEPBOM dTalle TPAHCKPHOMPOBAJICS B MOJIEKYJE
MPHK Bmecro xonona Al B HOBBIN komoH I'YT. B pe3ynbpTare 3TOro BMECTO INIIOTAMHHOBOM KHCJIOTHI B IIIECTOM
TIOJIOXKEHHUH TI0CNIE TIpoliecca TPAHCISIIUU B COCTaB IIENOYKH [B-TiI00MHA BOILIA JApyras aMHHOKHCIIOTA - BAJIMH.
HmeHHO W3-3a 3aMEHBI OJHOW aMUHOKHUCIOTHI B COCTaBe [3-TJIOOMHOBOTO MOJHMIENTHIA NpU (HOpMHUPOBAHHUU
YETBEPTHYHOH CTPYKTYPHI I'eMOrNIOOMHA BOZHHUKAIOT NE(PEKTH B €ro (YHKIIMOHAIBHOH CIIOCOOHOCTH INEPEHOCHTh
kuciopon. Hanwume nedexTHOro remMornoOMHa NPHAAET SPUTPOLUTY XapaKTEpPHYIO CEPIIOBUIAHO-KIETOYHYIO
(hopMy U IPUBOIUT K 3a00JIEBAHUIO MTOJTYYUBILIEMY Ha3BaHHE CEPIIOBUIHO-KIETOYHASI aHEMHSI.

MyTaHTHBIH
CEpIIOBUIHO-
KJIETOYHBIH
SPUTPOLIUT

6.5.5. ITockoapKy B TPEACTABICHHBIX Ha paguorpamMme oOpasnax mocie (UHTEpIPUHTa MUHHACATCIUTUTHOU
JIHK cnektp oBeuku Jlojuid CYIIECTBEHHO OTJIMYAJCA OT CHEKTPOB BCEX JAPYTUX OBEI, HO OKA3aJCsl MOJHOCTHIO
UJCHTUYHBIM CIIEKTPY JOHOPCKOM oBIbI PuH JlopceT, 3T0O MOXKHO CUMTATh OJJHO3HAUHBIM JI0Ka3aTEILCTBOM TOTO,
yto Jlojuu mpowusonuia U3 sApa COMATHYECKOW KIIETKM NaHHOW oBLbI mopoasl dun Jlopcer. MHBIMHU ciioBamu,
Jommu neficTBUTENRHO ObLIAa YCIENTHO KIIOHMPOBAaHA M3 COMATUYECKOW KIIETKH JOoHOpCcKod oBIpl dun Jlopcer u
nostomy ux crnekrpsl JJHK naeHTuaHbI1.

6.5.6. Jla, moxxHo. Mcxomss w3 cxemaTmdyeckoro uzoOpakeHust cukBeHca ¢parmenra JIHK BumgHo, duTo
MYTaHTHBIN TeH pojorncuna coaepxut Bmecto kojona I HoBeiit komon IIALL. B pesynbTare 3TOr0 B pogoncuHe
B3aME€H aMUHOKHUCIIOTHI MPOIMH IOCJE Mpolecca TPAHCISAIMU B COCTaB IETNOYKM BOIIIA APYras aMHUHOKHUCIOTA
THCTHJMH, YTO ¥ TPUBEJIO K HApYIICHHIO (YHKIMH Ba)KHOIO 3pUTEIbHOro Oenka. Takum oOpazom, 3ameHa B
POMOIICHHE BCErO0 OJHOM aMHHOKHCIOTHI BBI3BAIO CEPhE3HOE HACIEICTBEHHOE 3a0oieBaHHe IHMIMEHTHAs
PEeTHHOIIATHS, XapaKTepU3yIoLIasics Iporpeccupyomieit morepei 3peHus.

AMninpuxkanus pparmentoB JHK ¢ momombio
MeTOoJa NMOJMMEePAa3HOil LeNHON peakun

7.5.1. Vcxona u3 JaHHBIX MOJIEKYJISPHO-T€HETHUeCKOoro ananusza wmukpocatermutHod JIHK w3 uHTpOoHHOMN
yactu rena Cfir, monyuennsix ¢ momomipio I[P U mpencraBiaeHHBIX Ha 3JIEKTPO(QOPETHIECKOM CIEKTPE, MOKHO
OITHO3HAYHO CKa3aTh, YTO BTOPOU pedeHok ((peryc) He OymeT 6oieH kucto-¢pudpo3oM. Ho oH sBIseTCS HOCHTETIEM
JTAHHOTO 3a00JeBaHus (TeTEPO3UTOTOMN), MOCKOIBKY MONYUYHI OJHY XPOMOCOMY HECYIYIO Je(eKTHBIH I'eH OT OTIa
U HOPMAJILHYIO OT MaTepu.

7.5.2. 3Has, 4TO BTOPOH PEOEHOK TeTEpPO3UTOTEH, BEPOSITHOCTH TOTO, YTO OH, IOCIE BCTYIUICHUS B Opak
repeacT CBOUM JIETSIM MYTaHTHBIN aiienb, coctaBUT 50%. [Tockonbky MyTaHTHbIA auiens rena Cfir, sBisercs
PELECCUBHBIM, TO Y I'€TE€PO3UIOTHOTO POIUTENS MOXKET POAMUTHCS OOJNBHOH PEeOEHOK TONBKO B Ciiy4yae, eclii OH
BCTPETUT TE€TEPO3UTOTHOI'O Cympyra. Tak Kak 4acToTa pPeleCCHBHOIO MYTAaHTHOTO ajuieisl B JAHHOW IMOIMYJISIUU
cocrariser 0.03, MoxHO, HCIONB3ys (GopMmyny Xapau-BaiiHOepra, BBIUHUCIUTH YacTOTY T'€TEPO3UIOT, KOTOpPAs
oyner paBHa 0.06. BeposTHOCTH TOr0, 4TO BTOPOH IeTEpO3UTOTHBIA CYNpPYT MEepPeaacT MYTaHTHBIN ajlieNb, TaKKe
paBHa 50 %, T.e. 0.06/2 = 0.03. Takum 00pa3om, BEpOSTHOCTb POXKICHUS OONBHOrO Kucro-¢pudposom (Kd)



pebenka y Takux poxurenei 6yaer 0.03 x 0.5 =0.015 unu 1,5%.

7.5.3. He cMoTpst Ha TO, 4YTO I AAaHHOW aMEPHUKAHCKOM CEMbU IPOBEJICHHE MOJEKYISIPHO-T€HETUUECKOM
JuarHoctuku 3aboneBanus Ted-Cakca Ha SMOpPHOHANIBHOM CTAQAUM ITyTEM AaMHHOLUTO3a HE pelIaeT NpoOJIeMBI
POXKAEHUS 3A0POBOrO peOEHKa 110 PEIMIMO3HBIM NIPUYMHAM, Onarofaps IOCTHXKEHHAM COBPEMEHHOH TI'CHETHUKH
BBIXOJ] OBbUI HaliJIeH.

[l 3TOrO0 Ha IEepBOM 3Tane HeoOXOAUMO Y XKEHBI B3ATh HECKONBKO SHIEKIETOK M OIUIOAOTBOPUTH CIIEPMOIi
Myxka. Ha craguum pasBuUTHI BOCBMH OacToMepoB U3 KaXIOro Ipe-
9MOpHOHA MOXXHO 0e300/1€3HEHHO HU3bAThH Ul aHaluM3a 10 OJHOMY
OrmacTomepy. Dotorpadus nporecca U3BJICUCHUS OJHOro OyacToMepa
(KIIEeTKM) M3 BOCBMHKJIETOYHOTO 3MOpHOHA IpeJCTaBlIeHa Ha PUCYHKE CIIpaBa.
IMocne u3bpATUA U3 Kaxkaoro 6iactomepa, Ha ocHoBe Merona IILIP neobxomumo
HONyYUTh  JOCTaTOYHOE A1  aHalu3a xomuuectso JIHK u mpoBectu
CayzepH-Onor ananu3 nomyuennoid JTHK c HCIOJIb30BAHUEM  CIIEIUAIBHOTO
JIHK-30H7a.

ITo »nekTpoOpeTHUECKHM CIIEKTpaM | JHK mociue CayzepH-0110T
aHajM3a JIETKO YCTAaHOBUTb, MMeeTcd 1M JAe(eKTHbli reH 3a0onmeBanus Tes-Cakca B TOMO3ZUTOTHOM H
TeTePO3UIOTHOM COCTOSHUM B KOHKDETHOM BOCBMUKJIETOYHOM 3MOpHOHE, HIM 3TOT SMOpPHOH SBIAETCS
HOpPMaJIbHOI roMO3UroToi. Takue He Hecylue MYTaHTHBIX ayesell SMOPHUOHBI U HEOOXOOUMO B NEPBYIO Ouepeb
OCTaBJIATH [UI MMIUIAHTAIMU U JalbHeHIero sMOpHOHANbHOrO pa3BUTUA. B Toxke BpeMs monoBHHa SMOPHUOHOB
OKa)XyTCi TeTepO3UTOTHBIMH, M y HHUX Takxke 3aboneBaHue Tes-Cakca Oyger OTCyICTBOBaTh M B Ciydae
HEO0XOJJMMOCTH UX MOXKHO HCIIONB30BaTh A UMIUIAHTALIMH.

P.S. Boie na3annas peauruo3nass aME€pUKaHCKas CEMbS, oba cymnpyra B KOTOpOﬁ SABJIAIOTCS I'€TCPO3UTOTHBIMU HOCUTEISIMHU

3aboneBanus Tes-Cakca yCmEemIHO NpPOLUTM BCE ITambl OT 3a4aTHs B HPOOHPKE in Vitro M MOJEKYISPHO-TEHETHYECKOro TecTa M0
posxaeHus 3n0poBoro peberka. Ceifuac ux nodepu BpuTHU 8 JI€T ¥ pOAUTEIN CYACTINBEL.

7.5.4. IlockoNbKy HCIOJIB30BaHUE OJHOrO OnacToMepa M3 BOCBMH He IIOBIUAET Ha JajbHelllee pa3BUTHE
9MOpHOHA, TO Yy KaXAOro U3 15 BOCBMHKIETOYHBIX 3apOAbIIIEH, IOIY4YEHHBIX IIyI€M HCKYCCTBEHHOI'O
OIUIOJIOTBOPEHHS in Vitro, MOXXHO 0€300Je3HEHHO U3bATH JUIA aHAIU3a 10 oJHOMY Onmactomepy. Ha cnemyromem
JTame M3 Kaxkzaoro OiacroMepa, Ha ocHoBe Meroga I[P HeoOXomuMo IHOMY4HTH JOCTaTOYHOE AJA aHAIU3a
konmmuectBo JIHK. Bce ato mact BosmoxnocTs mpoBectu CayzepH-Onor monydennoit THK ¢ ucmonb3oBanmem
crieransHoro JIHK-30H1a, O3BOIAIONIETO ONPEASIUTh MyTaHTHBIN ajjensb.

ITo anextpodopernueckum cnekrpam JHK mocie Cay3epH-0710T aHanu3a JIETKO YCTaHOBUTb, UMEETCS JIH
neeKTHBI reH 3a0oieBaHUs KUCTO-(GUOPO30M B IOMO3MIOTHOM M I'€TEPO3UTOTHOM COCTOSHMU B KOHKPETHOM
BOCBMUKJICTOYHOM 3MOpHOHE, WIH 3TOT MOPHOH HE HECEeT MYTaHTHOI'O ajulefsd, T.e. SBJAETcSs HOPMalbHOM
rOMO3UroToi. MIMEHHO 3TH, TOMO3UIOTHBIE II0 HOPMAalbHOMY aQJUIENI0 SMOPHOHBI M CIEoyeT OCTaBUTh LI
UMIUIAHTallUd ¥ JajbHEHIero >MOpUOHAIBHOTO pPa3BUTUS. B Toke BpeMms elle MOJIOBHHA 3MOPHOHOB OymyT
TeTepO3UIOTHBIMH, U Y HUX Taloke 3a0oj1eBaHue KUCTO-(hUOpo3 OyIeT OTCyTCTBOBATb.

7.5.5. Ilockonbky o0a poAWTENs B HCIAHICKOM CeMbe SIBISIOTCA I'€TePO3UIOTHBIMU HOCHUTENAMH II0 TE€HY
3a00JeBaHUs KUCTO-(HOPO30M (MYKOIIOIMBUCIHI030M), TO YETBEPTh 3apObIIeli JOKHBI HECTH I'eH 3a00J1eBaHus
B TOMO3UT'OTHOM COCTOSTHHH, a €II¢ IIOJIOBUHA — B I€T€PO3UIOTHOM. VHBIMM CIIOBaMH, TaKUX 3apoAbliel Oyner
11-12 u3 15 BOCHBMHUKIIETOUHBIX 3apO/IBIIIEH, MTOTYYEHHBIX in Vitro.



7.5.6. TlockoibKy M3BECTHA BCSl MOCIIEAOBATENHFHOCTh M'eHa MHOTOHMYEeCKOH auctpopuu (MD) To MOXKHO
CHHTE3UPOBATh OJUTOHYKJICOTUIHBIE TIpaiiMephl, KOMIUIEMEHTapHbIe 00euM nenodkam ¢parmenra JJHK B rene MD

¢ Heaﬁmee 2
I'eHomuas N LT ¥
JTHK ALl 0 5
Ipaiimep 1

AMniapuKanmst
TaHJEMHBIX ITOBTOPOB LTI

Omnpenesenue
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HK
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25 Tl
HOpMaJ‘[BHHC TIOBTOPOB
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Orarnbl TECTUPOBaHUS palioHa TpUHYKIeoTHIHbIX ToBTOpoB LITI" B rene MD, oTBeTcTBEHHOM 3a
3a00JIeBaHle MHOTOHHYECKas AUCTPodus ¢ ucnoib3oBaHueM meroxa [P u anexkrpodopesa.
O6pasupt 1, 9 — mapkepsl ¢ 20 u 50 nosropamu LTI, 00pasiubl 2-4 — ujieHbl CEMbH C
HOpMaJIbHBIMHK aJutesisiMu rena MD, 5-8 — 06pa3iipl Hecylie MyTaHTHbIE ajliesy reaa MD.

U Pa3MHOXUTH 3TOT (parMeHT MeTozoM I11IP. [IpaiiMep 1 momkeH OBITH KOMILICMEHTAPHBIM PAHOHY HIDKHEH (3'-5')
LIETIOYKH, Hecylel nocienoarensHocTh ALl a npaiimep 2 noykeH OBITh KOMIUIEMEHTapeH pailoHy BepXHei (5'-3')
uerniouku JIHK, necymeii L[TT. Tlocine amrumdukamumn pasmep ¢parmenta THK coxepxkamero LTI moBTops
orpezensiercs 3iekrpodopezoM. KoamdecTBo TpuHyKieoTuaHbIX MoBTopoB LITT sierko ycraHOBUTH BKIIIOUEHHEM B
refib B KauecTBe MapkepoB nocnenoBatensHoct JJIHK ¢ uzBectHbiM KoruecTBoM noBTOpoB LITT'.

Bce aTamnsl TecTupoBaHus 3a00JI€BaHNSI MUOTOHHYECKON nucTpoduu o reny MD ¢ ncnonb30BaHUEM METO/I0B
[P u anexTpodopesa cxeMaTHUSCKH MPEACTaBICHBI Ha pucyHKe Bhimie. Eciu Menee uem 30 konwmii IITI" moBTOpa
MIPUCYTCTBYET B Ka)XIOH XpOMOCOME, 3TO O3HAyaeT, 4To peOeHOK, (eTyc Win OlacToMep M3 BOCBMHKIETOYHOTO
npe-3MOpHOHa SBJISIETCS TOMO3UTOTHBIM 10 HopMainbHoMYy MD amnento (oOpasen 3 Ha anexTpodoperpaMme BhIIIE)
WJIN TE€TEPO3UTOTHBIM II0 JIBYyM HOpMaJbHbBIM aiutensM (oOpasusl 2, 4). Eciu 6onee wem 50 xonwmii LITT" moBropa
HeceT Kaxk[Iasi TOMOJIOTMYHAs XpOMOCOMa, TO PEOCHOK, (eTyC WM Ipe-3MOPHOH SBIISETCS TOMO3ZUTOTHBIM IO
JIOMHHAHTHOMY MYTaHTHOMY aiento MD (oOpaser 5) wiau reTeTO3MrOTHBIM 110 Pa3JIMYHBIM MYTaHTHBIM aJIIEIIsIM
(obOpaser; 8). Ecnmu omHa xpomocoma comepxuT MeHee yeM 30 kormmii IITI' moBTOpa, a apyras roMOJOTHYHAsS
XpoMocoma coaepkur Ooiee 4em 50 Komuid, TO HOBOPOXIEHHBIH, (eTyc WIM Tpe->MOPHOH SBISIFOTCS
TeTepO3UrOTaMHU HECYIIMMHU OAMH HOPMAaJIbHBIN, a APYrol MyTaHTHBIN ajutenu reHa MD (oOpasust 6, 7).

7.5.7. 3aMeHHUTh OAHY aMHHOKHCIIOTY B O€JNKEe Ha JpPYryl0 MOXXHO MyTEM Ha-NPaBJIE€HHOT0 BBEJACHHS
TOYKOBOW MyTammu B Ipaiimep, ¢ nocnexyromuM nposenenueM IIIP. Tax kak Hamo 3aMEHHUTH MOJIOKUTEIBHO
3apsOKEHHYI0 aMUHOKUCIIOTY JIM3HMH, KOAUpYeMylo TpuiietoM AAA, Ha [ApYryl0 aMHUHOKUCIOTY, TO HaMm
JIOCTaTOYHO OyZEeT 3aMEHHUTh OJUH M3 TpeX A Ha APYroil HyKIEOTHI U MCHONIb30BaTh BMecTo AAA Tpumier AAT,
YTO IpHUBEAET K 3aMeHe JHU3MHAa Ha acmaparud wid ['AA, 4TO 3aMEHHUT JU3UH Ha OTPUIATENBHO 3apsDKEHHBIN
rmoroMaT. Tak Kak B HallleM cilydae TPUIUIET JU3MHA JEKUT HEIMOCPEICTBEHHO Iepes callToM pecTpukiuu Baml
MoxkHO Tipu oMo [P ammmudunupoaTs yacts reHa R-kuHasbl mmuHHOHN 1.2 kb ot catita HindIIl o Baml.

[Tpu sTOM, BKJIIOUMB TPH KOHCTPYKIMHU IpaiimMepoB caidTel pectpukuuu s HindIIl m Baml Mb1 cMoxeMm B
JTANTbHEHIIIEM T10 3TUM CaiiTaM MPOBOIUTH KJIOHUPOBaHUE aMILTU(QUIIMPOBAHHOTO y4acTKa reHa R-kuHasbl.

Jis ynoOcTBa KOHCTPYMpPOBAaHUSI HY)KHBIX TpaiMepoB JOCTPOMM BTOPYIO LIEMOYKY A ydacTka reHa R-
KHUHAa3bl

5-AATUTTATTAUTHATITILUT. ... . IUTT TTTTAAAALITATLLTTT ... ... -3
3-TTUTAATAUTTATTALHALITA. ... TTAHAAAATTTTILUTAITAALL.......-5'
W JIeTKO  TOCTPOMM  TIEpBBIA  TpaiiMep,  KOTOpBIH  OyaeT  WMeTh  IOCIEAOBATENbHOCTh 5™

AATUTTATTAITUATITILILIT-3". Yto kacaercs mpadimMepa Ne2, To eciii Obl HAM HYXHO OBUTO aMILTH(DUITUPOBATH
(¢parMeHT TeHa 0e3 MyTaluH, OH ObI BBITJISIEN cieayromuMm oopazom 5-IIAATTATLII TTTTAAAAIIAIT-3', HO
MIOCKOJIBKY HaM HY)KHO 3aMEHMTh JIM3UH Ha acnapTtat, To Tpumier TTT B mpaiimepe Ne2 n3menurcs Ha TTL u Ham
npaitmep npumet Bun 5-IJAATTAT-LIIIT TTITAAAAIIALT-3".

[locTpoeHHBIE HaMU MpadMepbl MO3BOMAT ¢ momompio I[P Ha mnepBoM »JTame aMILTHQHIUPOBATH



(pa3MHOXUTB) (parMEHT KUHA3HOTO reHa BemmauHol 1.2 kb ot catita HindIIl mo Baml. TIpudem B 3TOM dparmente
MIPOM3OUIET MONHOE 3aMmelleHue Tpumiera AAA, KOAWpYIOUIEro JW3uWH, Ha TpumieT ['AA, Koaupyroiiero
TJIIOTOMAT.

Tak xak aMIUTMQHUIMPOBAHHBIH HAMU y4acTOK R-kuHa3bl IiMHHON 1.2 Kb OyAeT ecTecTBEHHO NpE/ICTaBIATH
coboit aByxuenodeunyto JIHK, To oOpaboraB ero ¢epmenramu pecrpukuuu HindIll m Baml mbr momyuum
MOJIEKYTY C IBYMsI JUNIKMMHU KOHLIAMHU, KOTOPYIO MOXKHO UCIIOJIB30BATh B JajJbHENIIEM KJIOHUPOBAHUU.

Ha cnenyromiem sTamne Hano 3aMEHUTh Y4aCTOK UCXOJIHOTO R-xunasnoro rewa or HindIIl mo
Baml, na nomyuyenHsif Hamu ¢ momomibto I[P MyraHTHBI. JInst aTOrO0 HaMO BBIPE3AThH JNAHHBIM
y4acTOK M3 MCXOAHOro KOHCTpykra B mazmuae pUCI8 (cm.  3kb pHC. B YCIIOBHH 3aJ1a4yH), UCHIOIB3YS
pectpukta3sl HindlIl u Baml. IlonydeHnyro cmech ABYX Mosekya - 1.2 kb (¢pparmenr rena
R-xunaza) u 3 kb (2.7 kb pUC18 + 0.3 kb ocrartok reHa R- 12kb KHHA32) JUTS pas3zencHus
HEOOXOMMO TOABEPTHYTH AJIeKTpo(dope3y B arapo3HOM Teje. BcenenctBue pa3Hol BelWYWHBI /1B
(parMeHTa B rese JErKO OTAEIATCS APYT OT APYra, 4TO XOPOIIO BUJHO HAa  PHUCYHKE  CIpasa.
Bepxuroro Oosnee TSOKETYIO (QpakKIUio JUIMHHON B 3 Kb MOXKHO BBIpPE3aTh U3 TEIA U MOCIIe OUYUCTKU

(TIpy IOMOIIM CTIEIHUAIBHBIX cMOI) TonyunM yncThiid gpparment JIHK. Ilpuuem oH OyzneT UMeTh JIMIIKUE KOHIIBI 11O
caiitam HindIIl u Baml.

Jlanee cmmBaeM TpH TOMOIIY JIMTa3bl (parMeHT [UIMHOM B 3 Kb BBIAE-JICHHBIA U3 reis, U (parMeHr c
Myranuerd juuHo 1.2 kb momydeHHbli Hamu panee npu nomoruu [II[P. B pesynbrate y Hac Oyner HoBas
TeHeTHYEeCKasi KOHCTPYKIMS ¢ MyTaHTHBIM TeHoM R-kuHa3bl BctpoeHHBIM B pUC1 8.

7.5.8. Ecnu mns amiuinuKaiMd IeHa W3 IPEAbIIYIICH 3aJayd HCIONb30BaTh MpaiMepbl C TOUKOBBIMH
Mmyrauuamu ciaenyromero cocrasa 5S'-AAILITTATTI-AITHAIT TILUT-3"' 1 5-ITAATTATHLHI' TTHTAAAAILIAIT-3', TO
B Ocnke R-krWHA3a mpoM30MIET 3aMENICHUE TPETheH aMUHOKHCIIOTHI THCTHUAMH, KOTOpas KOAUPYETCS TPUILIETOM
AT Ha rmuuH, konupyembiii HOBbIM TpurietoM I[AI, u3-3a 3amensl T Ha I'. ToukoBasi MyTanus B JAPYroMm
npaiMepe He TMPUBE-IeT K N3MECHECHHIO aMHHOKHUCIIOTHI B O€JIKE, TIOCKOJBKY KakK TPUILIET AAA, TaKk ¥ U3MCHCHHBIH
BCJIeCTBHE MyTaluu TpuiwieT AAIT OyayT KOTUPOBATh OAHY U TY)KE aMUHOKUCIIOTY JIM3HH (U3-3a BBIPOXKICHHOCTH
TCHETHYECKOr0 KOJIa).

7.5.9. Kak u BO BCexX MpEABIIYIINX CIIydasX, Ui 00JerdeHus NOCTPOeHUs TTpaiiMepoB K nepBoit nermouke JJHK
JIOCTPOUM BTOPYIO

5. ALTAATTTI |UTTHALTTA ....... ATAITLTALITAAAT AL TALL -3'

3. TrATTLLAL[TAALTTAAT........... TATUUTUTITTT UTHATT-5".

Jmnst Toro, urobsl ammumudunupoBath Monekyny JHK ¢ mesemmeii ydacTka reHa, Komaupyomero maomenl,
npaiimep Ne2 mist BepxHeit nenouku (5'-3"), dnankupyromuii KoHel| reHa, J0DKEeH UMETh M0CIe0BaTeNbHOCTD 5'-
TTALTL-TTTI TLTLILITAT-3".

Uro kacaercst npaiiMepa Nel mis HywkHeH nernouyku 3'-5', To ecnu Ob HAM HY)XXHO OBUIO aMIDIM(UIMPOBATH
(parMeHT reHa oT KOHIIa JoMeHal u Havyana JJoMeHa2 o KOHIIa TeHa 0e3 N3MEeHEHHH, OH Obl BBITJISAEN CIIECAYIOIIIM
obpazoMm 5'- ALITAATTTI |ITTHAIITTA -3'. Ho mockonpKy HaMm HY)KHO CHHTE3HpOBaTh Oelok Oe3 momeHal, TO B
nocienqHeMm Ttpuiuiere aomeHal Bmecto I'TIT HyxHO BBecTM uHUIMUpyomuid komoH AT u Torma Hawano
CUMTBHIBaHUA OelIka HaYHETCSA TOJNBKO ¢ qoMeHa2. M mostomy mpaiiMep Nel momkeH MMETh CISHYIOIIUN BHI: 5'-
ALTAATATI |LITTHALITTA -3'.

Takum 00pa3zoM, TP UCIOIB30BAHUHU JIAHHBIX MpaiiMepoB u amiuuduiupoBanHoi HoBoi JJHK ¢ nenenmeit
1o (parMeHTy, KoaupyromemMy nqoMenl, Oyner TpaHciupoBathest (pepMeHT (ocgOriItoKoMyTa3a TONBKO C ABYMS
noMeHaMu2 u 3.

7.5.10. Bo3moxkHo. Iyt 3TOro Ha IIEpBOM OJTame HEOOXOAMMO TIPOBECTH IPHCOCAWHEHUE (OTXKHT)
CKOHCTPYUPOBaHHBIX OJMI'OHYKICOTHUAHBIX MPaiMEpPOB COAEPKAIIUX TPeOyeMyl MYTaluio, K COOTBETCTBYIOIIUM
KOMIUIEMEHTapHBIM TIOCJIEIOBATEILHOCTAMU  BCTpOeHHOro B Mmnasmuay yuactka JIHK. Jlanee wucnonb3ys
cnemmanbhbiii pepment Pfu Turbo JIHK-monmmepasa mpoM3BOAMM JOCTpaMBaHUE KOJbIeBOH Monekynbl JTHK
TUIa3MUJIBI U BCTPOGHHOTO (parMeHTa. B pe3ynpraTe Ha 00enX MaTepUHCKUX MAaTpUIaX 00pa3yroTcs (JOCTpOSTCs)
HOBBIE KoblieBble enouku JIHK yxe ¢ u3MeHeHHOM MOoCIe10BaTeIbHOCThIO, COAepKalllie TOYKOBYIO MYTaIUIO.




[Tnasmunamu comepxammmu Myranuto tpaachopmupyot XL10-Gold yneTpokomIieTeHTHBIE OakTepHaIbHbIC
kieTkd. Ha 3aBepmiaromieM dSTare KylTbTUBHPOBaHUE OAaKTEPUANbHBIX KJIETOK ITO3BOJISET MOJNYYUTH JOCTATOYHO
O0JIBIIIOE KOTMYECTBO Mu1a3Muz, Hecymux BeraBky JIHK ¢ HyxHOW MyTanuei.



I'JTIOCCAPUH TEPMHAHOB IO TEHETUYECKON WH)XEHEPUH

A

ABTopagnorpamma — ¢ororpaduueckuii ornedarok, Gpuxcupyromuii pacnonoxenue ¢ppaxuuii JTHK, nonydeHHbIx B
pesynbTare 31eKkrpodopesa 1 ruOpuIN30BaBIINXCA C PAJOAKTUBHO MEUCHBIM 30HI0M. [ToiydaroT 1myreM HasloKeHust
YyBCTBUTEJILHOM K PaJMOAKTUBHOMY M3IY4EHHIO (DOTOIUIEHKH HA HUTPOLEIUIIONIO3HYI0 MeMOpaHy, IOIy4eHHYIO [0CiIe
Cay3epH-0J10T rHOpUIU3aLIH (CM.).

AmHuonere3 (amniocentesis) — B3ATHE NPOO aMHHUOTHYECKOW >XHMIKOCTU NPU IPEHATAIHHON AWArHOCTHKE (CM.)
IIOPOKOB Pa3BHUTasl IUIOJA, TEHHBIX M XPOMOCOMHBIX MYTalUi, ONpeJe]eHHH I101a SMOpPHOHA ITyTeM HPOKONa uYepe3 KOXKy U
MYCKYJIaTypy OpIOLIHOI MOJIOCTH, MaTKy 1 aMHUOTHUYECKHI MEILOK, OKpyxaromumii mion. Kierku, orciauBaromyecs oT mwioga u
HaXOJSIIIMECS B KUIKOCTH B BUJIE CYCIICH3MH, KYIbTHBUPYIOT B TeUEHHE 3 HEJelb, YTOObI OIYIUTh OOJIbIIEe UX KOJTUYECTBO U
MPOBECTH XPOMOCOMHBIH, OMOXMMHYECKHUII U MOJIEKYISIPHO-TCHEeTHUECKUI aHalmu3. A. HE MOXET ObITb IIPOBEJICH paHblue 16
HeJenb OepeMEHHOCTH U3-3a HEZIOCTaTOYHBIX Pa3MEPOB MEIIKa, B KOTOPOM HaXOMUTCs 3MOPHOH.

Avmmumduxanus (amplification) — npouecc yBenudeHus (pasMHoxeHust) konndecrBa Hureil JIHK, uucna konuii rena
(cM. AMmndukaiys reHoB).

Avmmumnpukanus renoB (gene amplification) — 1. YBennueHue yucia KONMH K.-JI. T€Ha B JAHHOH KJIETKE WIH B
npobupke meropom 1P — nomumepasHol uenHoi peakuuu (cM.). 2. JIroOoit mporecc, mpu KOTopoM crenuduyeckas
nociezioBarensHocTs JIHK yBenmuunBaeTcss HepONOPLHOHAIBHO POIUTEIBCKUM KIIeTKaM. B TeueHue pa3BUTHsI HEKOTOPBIE I'€HbI
aMIUIUUIMPYIOTCS B ClIELUAIN3UPOBAHHBIX TKaHAX, HAIpP., PHOOCOMHBIE IeHbI aMIUIU(DUIUPYIOTCSA U AKTUBHO (DYHKIIHOHUPYIOT
B TCUEHHE OOTeHEe3a, OCOOCHHO B OOLUTaX HEKOTOPhIX ampuOuid. I'ensl y apo3oduiisl, koqupyomme OeIKH XOPUOHOB, TaKkKe
aMIUIU(UIUPYIOTCS B OBYJIMPYIOIUX (DOIITMKYIIIPHBIX KII€TKaX.

Amninduxarop, Tepmocaiikiep (amplificator or thermocycler) — tnpn6op, obecriednBaroIIyii 10 porpamme ObICTpoe
HarpeBaHue 1 OXJIaXKACHUE MaJIbIX 00bEMOB PEaKIIMOHHON cMecH. A. Hcronb3yeTcs st ocyuiectsienus [P — nonumepasHoit
nenHoi peakuun (cM.). OH no3BosieT npoBoauTh TemioByto aeHarypario JJTHK (ok. 90-94°C), orxur mpaitmepa (npu 50°C) u
yHenue npaiimepa (cunres nenu JTHK npu 70-72°C).

AHTHKOIOH — Trpymna U3 TpEéX OCHOBaHMIL, 3aHMMaroIast GUKCHpOBaHHOE HonokeHue B TpancropTHoi PHK (cm.
Tpancnoprhas PHK), koropas kommieMeHTapHa KofoHy (cM.) B HHpopMaruonHo# (Matpuunoit) PHK (cm.
Wndopmarmonnas (Marpuynast) PHK).

b
Bakrtepnodar — Bupyc, nopaxxarolmuii onpeaeneHHsli THI GakTepuil. O0lee Ha3BaHNUE BUPYCOB, HHPUIUPYIOINX
6akrepun — daru (Gaxrepuodarn).

Baxrtepuodar A, par A — ymepennslii 6akrepuodar, napumpyromuii E. coli (cM.). Ero renom npezcrasiser coboit
nuHeiHyro nyauTdaryto JJHK pasmepom B 49 k6, ynakoBanHyo B OenkoByro obomouky. Ha kaxnom 5'-xonne JJHK
HMEIOTCS OIHOLICTIOUeYHbIe KOMIUIEMEHTapHble ydacTKH (cM. Cos-caiiTbl) JUIMHOH B 12 HykineoTuaoB (cM. JIunkue KoHIbl,
Kocmuzpr), uro no3BonsieT eif 00pa3oBbIBaTh KOJIBLIEBbIE CTPYKTYPhI OCIIE MONAIaHus B KIETKy-X03siuHa. Par A obnanaer
CIIOCOOHOCTBIO K YMEPEHHOH MH(PEKIMY, T. €. KPOME pa3pyLIeHHs KIETKH OH MOXeT BerpauBarh cBoto JIHK B xpomocomy
GaKTepHUaIbHON KIETKH M IUTEIIBHOE BPeMs PEIUIMIMpPOoBaThest CMHXpOHHO ¢ JIHK xo3stiickoil KiIeTKH.

Bank renoB (gene bank) — HaboOp reHOB JaHHOTO OpPraHM3Ma, IMOJYYSHHBIH Ha ocHOBe pexomOmHaHTHBIX JJHK (cM.
I'enomHas 6ubnnoreka, bubIuoTeKa reHOB).
Bubanorexa renos (gene library) — KomeKuus pou3BOJIbHO KIOHUPOBAaHHBIX GparmenToB renomHoit JIHK oprannsma
(cm. T'enomHast 6ubnmoTeka, baHk reHoB) wiu crienyanbHblil HA0op Pparmentos JJHK, npencrasisromux, Hamp.,
komutekiuto nPHK (cm. PHK nndopmanuonnas, k/IHK), sxcnpeccupyrolyrocs B KJIeTKe B OnpezelieHHoe Bpemst. B Takux
Ooubnrorexax GparMeHTs HHCEPLUUPYIOTCS (BKIIOYAIOTCS) B MOAXO/SIINE BEKTOpa, Hamp, kocMuaHble (cM. Kocmuna) wim
GakTepuanbHble BEKTOpPHI, U TpaHcdopmupyrotes (cM. TpaHcdopmanust) B IOAXOIIIET0 X0351Ha. B ueane renomHast
6ulnMoTeKa JIOKHA COZIePIKaTh NPAKTHIECKH BECh TEHOM BHJIa, U3 KOTOPOro OHA MPOUCXOAUT, a 6ubmuoreka k IHK — Bee
paznuunble Monekyasl ”PHK nanHol kieTku Ha ofHOM U ToH ke cranuu pa3BUTHs. Celfuac CKOHCTPYHPOBaHO MHOXECTBO
THUIIOB FEHHBIX OMOJIMOTEK I PA3INUHBIX LEJICH HCCIIeIOBAHUS.

Baacromepsl (blastomere) — npoOsIyecst KIIETKH, 00pa3ylouecs TP MUTOTHIECKHX JIENICHUSIX SIHIIEKIETKH (3UTOTHI),
KOTOpBIE 00JIaaI0T MOTEHIMSIMH, PeaIn3yeMbIMU B IIPOLIeCCe Pa3BUTHA. b. HE pacTyT, MO3TOMY YMEHBIIAIOTCS B pa3Mepax MpH
HOCIIEJOBATEJIBHBIX JCICHUSX.

Baacryna (blastula) —  3apombllll MHOTOKJIETOYHBIX JXMBOTHBIX, OOpa3yIOIIMICA B IIpoLEcce IOCIEA0BATENIbHBIX
JPOOIIeHHM stiIa (3UTOTHI), OT THIIA KOTOPBIX 3aBUCHT cTpoeHue b.

Baortunr (blotting — npomakanue) — stam nponecca Cay3epH-010T THOPHIN3ALNY, B pe3y/IbTaTe KOTOPOil Bech
anekrpodopernueckuii criektp JJHK ornevarsiBaercs (blotting) 3a cueT KamWUIAPHBIX CHII HA NPUJIOXKEHHON K TeIIi0
HUTPOLEIUTIONIO3HOH MeMOpaHe (IUICHKe), II0CiIe 4ero GUKCHpyeTcs PY IIOMOIIY BHICOKOH TeMIIepaTyphl.

B

BekTop, nepenocunk — Mmonekyna JJHK, ciocoOHast caMOCTOATENBHO PEILIMIMPOBATECS B KIIETKAX Pa3JIMYHBIX
OpraHM3MOB, BKJII04aTh B cebds ayxepoanyo JJHK u obecrieunBars pasMHOXKEHUE (KIIOHUPOBAaHHUE) U paboTy (9KCIIPECCHIO)
BCTPOEGHHOT'O B He€ NCKYCCTBEHHO KAKOTO-IMO0 reHa. SIBisieTcss HHCTPYMEHTOM I'eHHOM HH)KEHEPHUH, 00eCIeYHBAIOIIIM
JIOCTaBKY (IIEPEHOC) FeHETUIECKOH HH(OPMALNHK B KIETKY-PELUIMCHT U €€ KIOHUPOBaHUE (CM.).



A BEKTOp — BEKTOp CKOHCTPYMPOBaHHBINH Ha 0a3e (ara A (CM.), HCIONB3YIOIIMICS MMPH KIOHUPOBAHHU JOCTATOYHO
Oonpinx parmentos gyxepoxnoi JJHK mmmHoit okomo 15 k6.

Beanunna renoma (genome size) — KONMYECTBO Iap OCHOBaHMU (1. 0.) B pacueTe Ha TaIUIOMIHBIH TeHOM (cM.
larutonHeIi HAGOP).
Bupycbsl — (opMbl BHEKIIETOUHOH »U3HH, KoTopble cocroat u3 JIHK (JIHK-Bupychl: aneHoBUpYCHI, GaKyIOBUPYCHI,

remuHuBUpYchl 1 p.) uinu PHK (PHK-Bupycsl: 6poMOBHpYCHI, peTpOBUpPYCHI U 1p.) U OenkoBoi o0onouku. B. He conepxar
KJIETOYHBIX OPTaHeJUl M UCIIONIB3YIOT JUIS PEIUTMKALMKY MeTabOoJIN3M KIeTKH X03siuHa. Kiierka Xx0311Ha MOXeT ObITh
paspylleHa B IIpoLecce peIuuKayy, 1 B. ocBoboxnaercst u3 kierku. B., marorenHsie it 6akrepuii Ha3pIBaOT
Oakrepuodaramu (cM. ).

Bupyc sv-40, BUpyc 00€3bsIH — IOINOMABHPYC, TEHOM KOTOPOTO COCTOUT U3 KOJIBIIEBOM IBYHUTUAaTONH MoneKyisl JJHK
pasmepoM B 5,2 k0, coneprkaieii 5 reHoB. BriepBrie Obl1 00HApYKEH Y 3€JIeHOI appUKaHCKOW 00e3bsHBI (3eNeHON
maprtsiiky) Cercopithecus aethiops. Induuupyer KynbTHBHpyeMble KISTKH IIPUMAaTOB, HCKIIIOYast YesloBeka. PasMHOkeHHe
B. o. npuBonut k 06pazoBanuto 10 100 000 BUPYCHBIX 4acCTHIL B OZHOM KJIETKE — 3TO €ro CBOHCTBO I103BOJISET
ucnone30BaTh BupycHyto JIHK B kadecTBe 3h)(EeKTHBHOrO BEKTOPA B FEHHOH HHXKEHEPHHUL.

BbIpO:KAEHHOCTH KOAA — B MOJIEKYJISIPHON OMOJIOrMY FeHeTHYeCKUH KoJ| (CM.) SBJISETCS BBIPOXKICHHBIM, IIOCKOJIBKY OJHA
aMMHOKHUCIIOTa KOJUPYETCst Ooiee 4eM OHUM HYKJIECOTHIHBIM TPHILIETOM, KOJOHOM (cM.). Hanp., Tupo3un xoxupyercs
nByms TpumeraMu YAY n VAL a nelinuH MoXKeT KOIMPOBATHCS JaKe IIECTHIO.

r
P-ranakrosunaza (fS-galactosidase) —  (depMeHT, KOTOPBIH KaTalHU3UPYeT pACIICIUICHHE JIAaKTO3bI HA TIIOKO3Y U
ranakrosy. Y E. coli f.-T. sBIseTCs TeTpamMepoM, KomupyeMbeiM [ac-Z-reHoM, pasmepoM 500 [I. B.-r. oTHOcHTCS K Trpymie
a/IaNTHBHBIX ()EPMEHTOB, T. €. €r0 CHHTE3 BO3MOXKEH TOJILKO NP HAJIMUMU cyOcTpaTta (JIAKTO3bI) BO BHEIIHEH cpelie.
I'eqib — >xesieo0pasHbIil MATPUKC, COCTOSIIMI U3 TOJIMMEPHOr0 KOMIIOHEHTa U Oy(hepHOro pacTBOpa, HCIONb3yeTCs IS
paszeneHus B pornecce nektpodopesa makpomonekyn JJHK (araposssrii I'.), PHK (arapo3usrii, monnaxprumaMuaHblii I.)
i 6eJ1KoB (ITONMHaKpUIaMUIHBINH MITH KpaXMallbHbIH, ).

I'en — ocHoBHas ¢u3nueckas 1 QyHKIUHMOHAIbHAS €IMHHULA HACIEICTBEHHOCTH, HeCylas HHYOPMALMIO OT OIHOI'O
HOKOJICHU K Jpyromy. I'. npezncrasister coboii cenupuyecKyro nocie1oBarelibHocTh Hykineorunos B JIHK, a y HekoTopsIx
BupycoB — B PHK, nerepmuHupyrOIMX WK HYKICOTHIHYIO rocienoBaTensHocts TpancnopTaeix PHK (tTHK), win
pubocomubix PHK (p/THK), mwin nocnenoBarenbHOCTs aMUHOKHCIIOT B Oenkax. Kak npasuito, I'. cocTOAT U3 KOIUPYOLIMX
(9K30HBI) U HEKOIUPYIOLIMX (MHTPOHBI) I10CIIEA0BATENbHOCTEH. FIHTPOHHBIE ITOCIEJ0BATEIBHOCTH YaIlle BCEr0 BCTPEUAIOTCS
y aykapuor. JIro6oii I'., 3aHuMaeT cTporo omnpeieIeHHOe MECTO, MIIH JIOKYC, B XPOMOCOME U MOXKET MyTHPOBATh B
pa3iIMYHbIE AIENbHBIE COCTOSHMS, a TaKXKe PeKOMOMHMPOBATh C rOMOJIOrMYHbIMU reHamu. Jlelictue I'. nposBsercs B
denotune. INo BeimonnsembM GyHkiusam I, moppaspessaror Ha 3 Kiiacea: a) CTpyKTypHbIe I., KOTopble TpaHCKpUOHpYOTCs
(cm. Tpanckpummst) Ha THK, a 3atem Tpanciaupyrorcs Ha pudocomax (cM. TpaHCIsIMs) B MOIUIENTHIHBIE HETIOYKH; 0)
crpykrypHble ., kotopsie Tpanckpuoupytorcs B pPHK mmn TPHK 1 camu HermocpeIcTBEHHO HCIIONB3YIOTCS; B)
peryasropHsle I., KoTopble He TPaHCKPUOUPYIOTCS, HO CIIYXKaT CaiiTaMy y3HaBaHus (CM.) i GepMEHTOB U JIp. OEIIKOB IpH
pertukanuu ¥ Tpadckpunuuu JIHK. Tepmun Beenen B. Morancenom B 1909 r. u Hepeako 3aMeHseTCs IOHATUAMU
"HacneCTBEHHBbIH (pakTop".

Ien ycToifumBOCTH — T€H, KOJUPYIOMINIA O€JIO0K, KOTOPBIH KaTAIM3HPYeT pa3pylieHne TOKCHHA. [ . y. 4acTO HCIOIb3YIOTCS
B BEKTOpax KJIOHUPOBaHUA (CM.) A1 obJerdeHus oroopa TpancdopMaHTOB (HAIp., FeH aHTHOMOTUKOYCTOHYMBOCTH U 1Ip.).

I'eneTnyeckasi JaKTUIOCKONUSA U HICHTH(PUKANUA WHIMBHIYYMOB — TOUHAs WACHTH(GUKAUUS (JAKTHIOCKOIHS)
WHMBUIYYMOB KMBOTHBIX Y PACTCHUH HAa OCHOBE MOJIEKYJISIPHO-T€HETHUECKOr0 aHalI3a MHIMBUyanbHbIX o0pasuos JJTHK (cm.
I'ennas naxrunockonus, JJHK-dunrepnputunr, ®unrepnpunt JHK, Cuksennposanue JTHK, ITLIP-rexHonorun).

I'enernyeckasi HH:KeHepHsi, reHHast M. — 1. Hayka o reHeTnueckoM KOHCTpYHPOBaHUM, HAIIPABICHHOM CO3/IaHUM HOBBIX
¢dopm 6nonornuecku axtuBHbIX JJHK 1 renernuecku HOBBIX pOPM KIIETOK M LIEIIBIX OPIaHU3MOB C HOMOLIBIO
HCKYCCTBEHHBIX IIPHEMOB II€peHoca I'eHOB (TexHonoruu pekomounantueix JJHK, renernueckoii Tpanchopmarmy,
rUOpUAN3ALMH KIIETOK). 2. DKCIIepUMEHTaIbHbIE Pa3/ieNbl MOJIEKYIISPHON U KIETOUHONH OGHOIOrHH, KOTOPbIE II03BOJISIOT inl
Vitro N3MEHATb CTPYKTYpPY I'€HOB, CO3/1aBaTh HOBbIE I'€HbI MJIM KOHCTPYHPOBATh XUMEDPHBIC I'€HbI (CM. peKOMOMHAHTHAs
JHK). I'. u. BozHukia B 1972 r., xorna Buepsbie I1. bepr cosznan pekom6unanthyto JJHK, BrirodaBinyto B ce6s parMeHTs!
¢ara-\, E. coli u Bupyca 06e3bsH sv40 (cM.).

I'enernyeckas Tpancopmamus (genetic transformation) — cm. Tpanchopmarysi.
T'eHeTH4ecKHe KAPTbI — KapThl JIMHEHHOrO PacoioKeHHs TeHOB Ha XpOMOCOMeE (IPYIIIIbI CLCTIICHHUSI), BBISBICHHBIC B
9KCIIEPUMEHTAX 0 FEHETHYECKUM PEKOMOHHALIMSM, & TAK)XKE paclpe/ieieHHe I'eHOB 110 Pa3HbIM XpOMOCOMaM, Kak MpaBuIIo,
C YKa3aHHEM I'€HETHYECKOTr0 PACCTOSHUS MKy HUMH.

I'eneTnyeckmii Ko — cUcTeMa 3aIMCH HACIIEACTBEHHOM MH(OPMALK B MOJIEKYJIaX HYKJIEHHOBBIX KUCIOT (CM.),
OCHOBaHHasl Ha OIPEJICJICHHOM 4epeJoBaHuH nocieoBarenbHocTel Hykineornnos B JIHK nin PHK, o6pasyromux konoHsl
(cM.) COOTBETCTBYIOIINX AMHHOKHCIOT Oes1koB. Kax1plii KOZOH KOAUPYET OJIHY MOJIEKYIly aMHUHOKHUCIIOTHL. [, K. TpUIieTeH
(cm. Tpuruter) — 3 Hykieotnna koaupyor 1 amunokuciory. [Tocnenosarensnoctu Hykieotunos B ”PHK (cm. PHK
nH(pOpMaIOoHHast) 0003HaueHBI OT 5' 110 3!, T. €. cieBa HaNpaBo, T. K. UIMEETCs OIPe/IeNICHHAs! HAIIPABIEHHOCTb TPAHCIISALINK
(cm.). Kox Ha3bIBarOT BEIPOJKAEHHBIM (CM. BBIpOXKIEHHOCTH KO/Ia), €CIIM aMUHOKHCIIOTA ONPE/IEIISIeTCS He OJHUM, a
6ombIINM YHCIIOM KonoHOB. Kozt unraercs ¢ puKCHpOBaHHOM TOUKM CTapra, B OJHOM HAIPABJICHUH, 110 3 MOCIIEIOBATEIBHO
CIEYIOIIUX JPYT 3a APYroM HyKieoTuna (Tpuruiera). I'. K. yHHBepcalleH Julsl BCeX JKHBBIX OPraHU3MOB.

I'ennast pgakTwiIocKOomUsi —  TOYHAas MAEHTHU(UKAIMA (JAKTWIOCKONUSA) JMYHOCTH HA OCHOBE MOJICKYISPHO-
TeHETHYECKOro aHanu3a uHuBuyansHeix oopasnos JHK (em. JIHK-dunrepnpurunr, @unrepnpunt JHK).
I'enom (genom) — COBOKYITHOCTb I'€HOB, XapaKTEPHBIX JUIs I'AaIUIOMHOI0 HA0Opa XPOMOCOM JIJAHHOI'O BUJIa OPTraHU3MOB.



OCHOBHOI1 TaruIONAHBIN HAOOP XPOMOCOM.

I'enomnass ombiamorexa (genomic library) — Habop kioHMpoBaHHBIX (cM. KionmpoBanme) ¢parmentoB JIHK,
IPEACTaBISIOMINX HHINBUAYAIbHBIH (BUIOBOH) reHoM (cM. Bubmuoreka reHoB, baHk reHOB). Y MIIEKONUTAIOMUX (B T. 4. y
4EeJI0BEKa) T€HOMBI KPYITHbIE, [TO3TOMY JUIS HUX OOBIYHO CO3/1aI0T XPOMOCOMHBIE OHONHOTEKH (CM.).

I'exomnuas JHK (geitomic DNA) — 1. Best xpomocomnast JIHK opranmsma; 2. Snepnas JHK B xietkax sykapuort (cM.
Jle30kcHpuOOHYKIEHHOBAS KUCIIOTA).
I'nbpupnsanusa npaiimepo —  Bropas cragus [ILP B Xome koTOpoil NpH CHMKEHMH TEMIIEPATYPhl B PEAKIIMOHHON

cmecH in vitro ¢ 92°C no 50°C nponcxoauT rubpuausays npaiivepo ¢ MatpryasiMu ersivu JIHK (cm. omxur). Ora cramus
00b14HO npotekaet 30 cexkyHI.
I'nopunnas (pexomounantnast) JHK — HoBas nocnenosarensHocts JJHK, oO6pa3oBanHast in vitro myreM JIMTUPOBAHUS
(cm.) nByx win Gonee HeromomnoruuHbix Monekya JJHK. Hanp., pekomOnHanTHas mia3Muza (CM.), coaepiKariast OxHy Win
6onee BcraBok dyxeponHoi JJHK, koropble BKIIOUSHBI B CAlT KIOHUPOBAHUS WK B NOJIMIMHKEP. OpraHu3Msl,
coziep Kaliue Takue in vitro ckoucrpyuposannbie JJHK, Taxoke oTHOCSTCS K peKoMONHaHTaM (peKOMOUHAHTHEII dar,
6akrepus). Pex. IHK mupoko ucnonb3yeTcs B TeHETHUECKOH HHKEHEPHH in Vitro.

A

JAByxuenouyeynas mosexkyna kIJHK — cm. x/I[HK, kommnemenrapuas JTHK.
He3oxkcupudonykiennosas kuciaora (JJHK) — BreicokomonekyasipHbIi noIUMep, COCTOSILMI U3 YeThIpeX
ne3okcupudonykieornnos (A, T, 11, I'), anepuonuyeckum depeioBaHHeM KOTOPBIX KOAUPYETCs FeHeTuueckas nHdopmanus
BUPYCOB, Oaxrepuii u Bbiciux opranu3moB. JIHK mosker ObiTh onqnoHuTuatoil (ss/IHK), kak, Harp., y HEKOTOPBIX BUPYCOB,
i aByHutyartoi (ds/THK) y Bcex BbIciux opranuzmoB. Y nsyHurtdaroil JIHK nBe koMIuieMeHTapHbIe HUTH 3aKpYYCHBI B
CIIHpPAJIb, OJJHA HUTh BOKPYT APYroOil C IPOTHBONOIOKHON OpHeHTalel (aHTUnapauiensHsl, 5' > = = 3'u, Haobopor, 3' >
- = 5"). JIBe HUTHU yIep>KUBAIOTCSI BMECTE BOZOPOIHBIMHU CBSI3SIMHU MEXITy KOMIUIEMEHTapHEIMK OcHOBaHMsIMH (A = T; I =
LIT). IHK criocobHa k caMOyIBOSHHIO, YTO 00ECIIeUnBAET I€HETHUECKYIO IIPEEMCTBEHHOCTh MEXIy HOKOJIEHHSIMH B TIPOIIecce
pasmHoxeHus. Hapymenune nocienoBarensHocTel Hykineotuaos B nenu JJHK npuBomut k HaceICTBEHHBIM W3MEHEHUSIM —
MYTaIHsM.

Jenarypanusa JJHK — 1. Ilponecc pasbequHEHUs] JBOWHOM CIUpaIM HYKIEHHOBBIX KHCIOT Ha KOMIUIEMEHTApHBIE
OJIHOLICTIOUEYHBIC HUTH I10A JeHcTBHEM (QU3MUECKUX U XUMHUUYECKHX (haKTopoB (Temmeparypsl, nasieHus, pH u ap.). 2. Ilepsas
cranus 1P B xozme KOTOpOH MpoUCXOOUT HarpeBaHUE TEMIEpaTypbl B peakUUMoHHOH cMmecu in vitro 1o 90°C. Ilpu atom, B
TEUCHUHM 15 CeKyH]] IPOUCXOMUT pa3pyLICHHE CIa0bIX BOJOPOAHBIX cBs3el Mexny HuTsmu JTHK, u u3 onHolt 1Byx1enoueyHoi
monekynbl JIHK oOpasyercs 1Be oqHOLIETIOUETHBIE.

JHK-AHK ruépuauzamusi (DNA-DNA hybridization) — tpouecc obpasoBanust asyxuenodednoit JTHK w3 nByx
KOMIUIEMEHTAPHBIX OHOHUTYATHIX Monekyn JIHK.

JHK-1ura3a — depMeHT, KOTopbli KaTanusupyer odpasoBanue GochoandGUpHBIX CBA3EH MEXKIY COCEIIHUMU
nykieorrgamu B Monekyne JTHK. Ceszu oopasyrotes mexay C—C, C—S, C—O u C—N 3a cueT SHepruu ConpspKeHHOH
peakuuu rugponusa. B rexnonorun pexkom6bunantHoit JIHK ucnons3yrorcs B ocnoBHoM jBe JIHK-1., Beinenennsie us E. coli
u T4. IHK-n. coenunsier e monekyis! JJHK myrem nurupoBanus (cM.) TYIBIX MM JIMIIKMX KOHLIOB. BriepBbie Oblia
BoieneHa b. Beiicom u K. Puuapiaconom B 1966 r.

JHK-30n71 (mpo6a) — onpeneneHHas (M3BECTHAs) PaMOAKTHBHO- U HEPAINOAKTHBHO MEUCHas ITOCIIEI0BATEIEHOCTh
HYKJIEMHOBOW KHCIIOTHI, MCHOIb3yeMasi B MOJICKYJISIPHOM KJIOHUPOBAHHH JUTS MICHTH(PHUKALIMN CIIEHU(DUIECKIX MOJISKYIT
JIHK, nmeronmx KoMILIEMEHTapHBIE [TOCIIeI0BAaTEIBHOCTH. ISl 3TOro MCHONB3yeTCsl paiioaBTorpadus Wi K.-J1. Ap.
cucTeMa JIeTeKIH (0OHapy)KEeHUsT) HepaIroaKTHBHO MEUEHOI0 30H/1a.

JHK-marpuna (femplate) — mnocnenoarensHoct ocHoBanuii JIHK (PHK), ciryxamue B kauecTBe OCHOBBI JUIs CHHTE3a
KOMIUIEMEHTapHBIX HUTEH HYKJICMHOBBIX KUCIIOT (CM.).
JHK-nonumepassl (DNA-polymerases) — dhepmenTsl, ydactBytonme B cuntese JIHK. V E. coli Obuu BblieseHbl 3 THIIA
JHK-n.: pol I, pol Il v pol III. Pol III sBnsieTcs OCHOBHBIM ()EpPMEHTOM, OTBETCTBEHHBIM 3a perutnkanuio (cM.) JJHK B knetke
Oakrepwmii. [IBa ap. pepMeHTa QYHKIIMOHUPYIOT NIPEUMYLIECTBEHHO IpH BoccTaHoBieHnH (pernapanun) JTHK. Dykapuorst
cozepkat MHOXKecTBO BUI0B JIHK-I1., HaXo#smmxcs B pa3HbIX 4acTsX KIETKU: B AApe, IUTOIUIA3Me MM MUTOXOHAPUSX, U
BBITOJHSAIOT pa3inyHble QyHKIMH, TaKue, KaK PeIUIMKALUs. perapanus 1 peKOMOUHaIU.

JHK-¢punrepnpuaTHHT, MeTOX (TeXHUKA) co3nanus ¢punrepnpunra (DNA fingerprinting or DNA fingerprint technique) —
(cm. @unrepnpunt JHK), nns gero renomuast JHK pecrpukrupyercs sHI0HyKIea3aMu (cM.), oOpasyromuecs GpparMeHTs
Pa3IeNAoTCs IIPU IIOMOLIHU IeIeBOro eKTpodopesa (CM.), IepeHoCATCS Ha MeMOpaHbl (HUTPOLEIUTIONIO3HbIE (GUIIBTPBI, CM.)
U rUOpUAN3YIOTCS ¢ MEUeHBIMH 30H1aMU (c.M.) Juist ¢punrepnpunTa (JHK dara M]3, pa3nudHble CHHTETHYECKUE
onuronykineorupl, KJJHK; reHoMHbIe 30HABI, cOzleprkalue MOoC/Iel0BaTeIbHOCTH I'€HOB; MUHU- 1 MUKpocartemutuTsl JTHK).
B ciyuae Hannuus B uccnenyemoii JIHK yqacTkoB, FOMOJIOIHYHBIX 30HIaM, 00pa3yroTCsi HOIUMOP(HBIE MOJIOCH
ruOpUAN3ALMY, KaK IPaBuUIIo, creludruHble Uit Kaxaoro oopasa JJHK. IToaromy MeTox MOXKeT ObITb HCIIONB30BAH UL
IeHETHYECKON HACHTU(HUKAINH (IaKTHIOCKOIIMN) MHANBUYyMOB OJHOTO BUa. [IpuMeHnsercs npu KapTUpOBaHUK I'€HOMOB,
BBISICHEHHH OTLIOBCTBA, B KDUMHUHAJIUCTHKE.

E

Escherichia coli, E. coli, knme4ynast najioyka — TrpaMOTPHIATENbHAs KUIIeYHast OaKTepHus, IMPOKO U3BECTHAS B
MolekyisapHoi 6uonoruu. E€ renom (xpomocoma) Bkirogaer ok. 4500 k6 JTHK, opranusoBaHHbIX B 50 HE3aBUCHMBIX
TOMNOJIOTMYECKHX JIOMEHOB, M COIEPKUT CEpUI0 HHCEpIMI. B H. Bp. Becbh reHoM E. coli ceKBeHUpPOBaH NONHOCTHIO. E. coli
nuMeeT OOJIBIIIOE 3HAUSHHUE IS DKCIIEpIMEHTATIbHBIX UcciienoBannii pekombuHanTHol JJHK (cM.), T. k. OHa CITy)KuT
XO3MHOM 117151 OOJIBILIOrO YKCIIa Pa3HbIX BUPYCOB, IIIA3MHUJL M KOCMHUJIHOTO KIIOHUPOBaHHUS BEKTOPOB (cM. Bekrop
kiioHupoBanust. Kocmuna).



EcoRI — oxHa U3 IMPOKO IPUMEHAEMBIX PECTPUKIMOHHBIX SHIOHYKIIeas3, WIH PECTPUKTA3 (CM.), H3BJIeKaeMas U3
Escherichia coli, xoropas B neyxuenodeynoil JJHK y3naer nocienoBarensHocTh U3 mectu HykieotunoB AATTL u
paspesaer ee Mexay I u A, 0Opa3syst nunkue KoHIpI (cM.). B H. Bp. BbIeneHo 7 pectpukTas rpynnsl EcoR — ot EcoRI no
EcoRVII

n

HNudopmanuonnas (marpuunas) PHK (u-PHK, MPHK) — ¢dopma PHK, ocymecrsistomas nepeaady 3alucaHHOI B
JIHK unpopmaimu k MecrtaM cuHTe3a 0ellka, COCTOUT M3 OAHON LIeNH, COAEPKUT OT OAHOM JI0 JICCATH ThICAY Iap OCHOBaHUH.

HuTponsl, mHTpPOreHHble paonsl (introns or intragenic regions or intervening sequences) — TIOCIEJOBAaTEILHOCTH
HYKJICOTHJIOB Y 9YKapUOTHYECKHX I'€HOB, TpaHCKpHOHUpyeMbIx B po-nPHK, xoTopere 3aTeM BBIpe3atoTcst U IerpaupyroT B siipe.
Ocraronyecs NocIe0BaTeIbHOCTH TPAHCKPUITa (CM. DK30HBI) COSAUHSIOTCS, 00pasys 3penyto nHpopmarmonnyto PHK (cm.), ¢
KOTOpO# ocyiecTsisercs Tpancisus 6enxa. T. o. M. HuKorna He npucyrcTByroT B Oenke. M. pasnuyarorcs no jmae (ot 50 1o
12000 HyKk;I€OTHIOB), 10 WX YHCIy Ha OOWH TeH (omuH W Oojee) W IO TOCIENOBATENBHOCTH HYKIeoTHIOB. OmHaKo B
OonmpnHCTBE . mOrpaHWYHBIE CalTBl MeXay M. W SK30HOM HISHTHYHBL. OTH IOTPAaHWYHBIE YJaCTKH O0ECIeYHBAIOT
MIPaBUILHOE BBIpe3aHKe (IKCIM3HIO, cM.) . 1 crumalicHHT 3K30HOB.

HckyccTBeHHbIE TeHETHYECKHE CTPYKTYPhl — IIEJICHANPaBJICHHO CKOHCTPYMPOBaHHBIE (CO3aHHbIE) HOBBIE (DOPMBI
ononornueckn aktuBHEIX JIHK u reneTnyeckn HOBbIe ()OPMBI KJIETOK C IOMOIIBIO CKYCCTBEHHBIX MTPUEMOB ITepeHoca
¢parmenToB THK, nienpIx reHOB MM UX dacTel.

In vitro (71aT.), "B npodupKe" — OHOJOrHYECKHE MTPOLECCHI, CMOJIEIUPOBAHHBIE IPH UX SKCIICPUMEHTAIBHOM M3YYE€HUH B
&

YCIIOBUSIX M30JIILIMU OT BCEro (LeI0r0) OpranusMa, T. €. "B mpoOupke", Hamp., KyJIbTypa TKaHH, (pepMeHT-cyOcTpaTHas

peaxmyst 1 T.JI.

K

KaprupoBanue (mapping) — ycTaHOBJIEHHE MO3UIMI I'€HOB WM KaKUX-TO OIPEAEICHHBIX CAaiTOB (CM.) BIIOJNH HUTH
JIHK (cm. I'enerndeckne kapTel, PecTpUKIIMOHHEIE KapThI).

KaprupoBanue renoB (gene mapping) — yCTaHOBJICHHE JIMHEHHOW OpraHU3allH TCHOB, OINPE/ICIICHHE OTHOCHTEIILHON
JIOKaJIM3allMk TeHOB Ha XpoMmocoMax (cM. XpOMOCOMHBIE KapThl) WM IDIa3Munax (KOJiblLeBas KapTa CHEIUICHHS) U
OTHOCHTEIILHOTO PACCTOSHUSL MEXIy HUMHU. [ eHeTHdeckre KapThl MOXKHO CO3/1aBaTh Ha OCHOBE aHAJIM3a PEKOMOWHAIMH (CM.),
MIPUHATOTO B KIACCHYECKOM I'eHEeTHKE, WIM Ha OCHOBE IAaHHBIX MOJEKYJSIPHOH T'€HETHKH, T, €. HAIPSIMYIO HCHOJb3Ys JaHHBIE
cukseHca JIHK (cm. Cuksennposanne THK).

Ko, xnno6aza (kb, kilobase) — enuuuia, ucnonp3yemas Ul BBIpaXKEHHsT pa3Mepa HyKIEHHOBBIX KUCIOT (cM.), 1 kO =
1000 HyKI€0THIOB, WJIM TTap OCHOBaHMH (II. 0.), B AByXuernodeynon JJHK.

kJIHK, xommniementrapuasi JJHK (cDNA, complementary DNA) — omgHo- wim nByHuTdaTtas monekyna JHK,
kommuiemeHTapHast Monekyne nPHK. O6pasyercst npu obpatroit Tpanckpunuuu MPHK ¢ momomnpio o0paTHO# TpaHCKpUITA3bI
(cm.) in vitro. k/IHK cooTBeTCTBYET OnpeesieHHOMY T'eHy 0e3 HHTPOHOB.

Kumeunas nanouxka — cm. Escherichia coli.

KnonupoBanue (cloning or molecular c¢.) — noiydeHne KJIOHOB (CM.) C TIOMOIIBIO OJTHOT'O HJIH MHOI'MX METOINYECKHX
pHEMOB. Pa3iiiyaroT KIOHHPOBAHHE F'eHOB — BBIICJICHHUE U aMIUTH(HKALUS OT/ICIBHBIX TEHOB B PELMITMCHTHBIX KJICTKaX, &
TaKKe MOJICKYIISIPHOE KJIOHHpOBaHHe — pasMHOxeHHe moiekyn JTHK B cocraBe BekTopa.

KinonupoBanue rena (gene cloning) — cm. KitonupoBanue
Knonuposanue IHK (DNA cloning) — ncnionb3oBanue TexHonoruy pexombunantHoi JJHK mist nHCEpInm (BKITIOYEHHS)
¢parmenTa JJHK, Hanp, rena, B KIIOHUPYIONIHI BEKTOP (CM.) ¥ pa3MHOKEHHE 3TOH MOCIEI0BATENEHOCTH ITyTEM
TpaHc(opMaIy BEKTOpa B MOAXOSIIYIO KIETKY-X035IMHA, HAlp, B KIETKH KUIIEYHON MTAJIOYKH.

Konon — nocnenoBarensHOCTh U3 Tpex cocenHux Hykieorunos B JIHK win PHK, xoqupyromas onpezneneHnyto
aMHHOKHCIIOTY JIN00 Hadajo ¥ KOHEI TPAHCIALHHU (CM.), T. €. 3TO MCKPETHAs eANHHIa TeHEeTHIECKOro koaa. Beero
BO3MOXKHO 64 COueTaHUs HyKJIEOTHIOB B Tpuiuierax — 61 u3 Hux koqupyeT 20 aMMHOKHUCIIOT, a 3 SIBJISFOTCS HOHCEHC-
korgoHaMu (cM. CTOI-KOJIOH).

KoabneBbie monekyisl JHK — cm. mia3Mup! (KONBIEBEIE).

3'-Konen (3'-carbon atom end or 3'-terminus) — oxuH n3 KoHUOB JmHeiHOW Monekynsl JIHK wimm PHK, necymmii
HYKJICOTH]] CO CBOOOIHOM ruapokcuibHoi rpymmnoii (OH) y 3'-atoMa yriepona prubo3bl WK Je30KCHPUOO3bL.
3’-Konen npaiiMepa — KOHeI[ TIpaiiMepa co cBoOOaHOHN ruapokcmiibHOi rpymmoi (OH) y 3’ aroma yriiepona pu6o3sl ¢
koroporo Tag-monumepasa nocrpanBaet pactyuryto nens JJHK B 5°-3” Hanpasienun Ha Tperbeit craany mukia [P (cm.).
5'-Konen (5'-carbon atom end or 3'-terminus) — oxuH u3 KoHUOB JmHeiHONW Monekynsl JJHK mmm PHK, Hecymmii
HYKJIEOTH]] cO cBobomHol runpokcwibHoi (OH') rpymmoii y 5'-aroma yriepoma pu0o3bl mwim ne3okcupu6osel. C 5'-koHna
HAYMHAETCSI CHHTE3 MOJIMHYKICOTHIHBIX [Ieel B Ipolecce peIuIuKanuy (CM. ), TPAHCKPHITIUHU (CM.) U peraparyy (CM. ).
Konxaramep JHK (DNA concatemer) — CTpyKTypa W3 HECKOJIIBKUX ITIOBTOPSIOIIMXCS (O/IHA 33 APYroi) eANHHUI] reHa. Y
HEKOTOpBIX (aroB (Hamp., pard u 74) reHoM BO BpeMsI PEIUIMKALN TIPECTaBICH B BUJIE KOHKATAMEPHBIX MOJIEKYII — OOJBIINX
monekyn JTHK, oOpa3oBaHHBIX M3 HECKOIBKUX TaHAEMHO IIOBTOPSIOIIUXCS €IUHUI] TEHOMA.
Koncrpynposanne ruépunansix mojiexkysn JHK — coznanue HOBbIX hopM Guonornuecku aktuBHbx JJHK ¢ momornisto
HCKYCCTBEHHBIX NPUEMOB MIEpeHOCa M CIIMBaHMs pa3inuHbIX ¢pparmenToB JTHK.

KonneBas (tepmunanbHast) Tpancdepasa (terminal transferase) — GepMeHT, KaTamm3upyomuid goctpoiky 10-40
Jne3okcuHykieotu-5'-rpudocdaros k 3'-OH-rpynnam oboux konuos asynurdaroi JJHK mnm k omnonutuaroit JJHK, obpasys
3'-roMonoNMMepHOe YUIMHEHHE HUTH (TIOJIUJE30KCHAJICHUIAT) U OCBOOOXKIas HeopraHudeckuil mmpodocdar. DepmeHT
HCHOJIB3YeTCs JUIS PainoakTHBHOro Meuenus monekyis! JJHK 1 o0pazoBanus romorionuMepHsix xBoctoB Ha 3'-konnax JJHK. T.
T. LIUPOKO UCHOJb3YeTCs B TEXHONIOrMsIX pekombunantHoi JTHK (cm.).



Kocmuapl — BekTOpHas IwW1a3Mua, coaeprkalast cos-ydactok (cos-caiit) JIHK ¢ara nsam6na, siBisroniuiicss MecTroM
3aMBIKaHUs €ro JIMHEHHOH GopMbI B KonbIo. biaronaps nammamio cos-ydactka K., BKirouaromas 4y>KepoHble TeHbI, MOXKET
OBbITh yIIaKoBaHa B royIoBKY (ara in vitro. Meron xionnposanus JJHK ¢ ucnonszoBanuem K. pazpaboran k. Komunazom n
b. Xonmanom B 1977 .

J

lac-Z-ren (lac-Z-gene) — TeH nakTo3HOro omepoHa FE. coli, xomupyromero pf-rajgakrozunasy. OToT (epMeHT
KaTalM3UpyeT MPEBPALICHUE HCAXapUIOB JIAKTO3bI B MOHOCAXapHIbl ¥ TIIIOKO3Y. lac-Z-ren BXOAUT B COCTaB Pa3IMYHBIX
KJIOHHPYIOIIMX BEKTOPOB ¥ BBIMOJIHSET POJIb PEIIOPTEPHOrO reHa (CM.) B SKCIIEPUMEHTAX 110 TpaHC(HOpMAIHHL.
Jlura3za, cunreraza — cm. JIHK-nurasza.

Jluruposanue (ligalion) — 1. [Iporiecc KOBaJICHTHOTO COEAWHEHUS JIBYX JIMHEHHBIX MOJICKYJ HYKIEHHOBBIX KHCIOT
rocpecTBoM  (ocomrIUPHBIX CBs3eH, OCYHIECTBISIEMBIH ¢ ydactueMm ¢epmenta smrassl. 2. [lpmem B reHeTnueckon
HH)XeHepuH, B xozae koroporo uyxeponnas JIHK BcrpamBaercs mexay asyms koHnamu uasmuaHod JIHK ¢ momomisro
(depmenTa nurassl (cM.).

Jlu3upoBanme, sm3uc (/ysis) — pa3pylleHHe pacTBOPEHHE BUPYCaMH, KJIETOK XO35MHA IOJ JeWCTBHEM (EepMEHTOB,
COZIEPIKAIINXCSI B JIN30COMAX M BBIICISIEMBIX HHQUIMPYIOIIMMH BUPYCHBIMH YaCTHUI[AMH, B pE3YJIbTaTe YEro B CPery BHICBOOOXK-
JTaeTCst HOBOE MTOTOMCTBO BUpYCa.

JImzorenusi (lysogeny or lisogenicity) — cocrosHre OaKTEpPUATBHON KIETKH, IIPU KOTOPOM B €€ XPOMOCOME HaXOIHUTCS
OJIMH WJIM HECKOJIbKO BCTPOMBIIMXCSI YMEPEHHBIX Oakreprodaro (mpodaros) U mpu 3TOM HE MHULIUHPYETCS CUHTE3 (aroBoro
Marepuana, a Ipodaru pernpoaynupyrOTcs BMECTe C XPOMOCOMAaMH XO35IMHA, NepeaaBasich MPU KaXJOM KIETOYHOM JEICHHH B
nouepuue kierkd. [Ipu JI. 6akrepuodar coxpaHseT ciocoOHOCTh BEIXOANTH U3 I'eHOMA KIETKH-X035HA.

Jlunkep, iunkepnas IHK (linker, . DN4) — CuHTeTHYECKHIl OJIUT0/1€30KCUPHOOHYKIICOTH L ONPEAEIICHHON
TIOCTIEIOBATEIBHOCTH, COJEPKAIMI OMH WIIM HECKOJIBKO CAWTOB Y3HABaHUS (CM.) VTSl PECTPUKIMOHHBIX SHIOHYKIIEa3 (CM.).
JI. MmoxxeT OBITH TUTHPOBaH K JII000MY TyroMy KoHIy (cM.) ayruiekcaodt JIHK ¢ momompro 74/JHK-nurassr (cMm.).

JInnkuii KOHel — TepMUH, OTHOCALIMICS K IByHUTYaTOoi Monekyne JJHK, y koropoii oqHa HUTH AJIMHHEE
("BeIcTynaromas'), uem apyras ("3arinyonenHas"). BeicTynaronuii y9acToK HUITH MOXKET CIIapUBaThCs C JIp.,
KOMIUIEMEHTapHBIM €My BBICTYHAIOMNM (JIMIKUM) KoHIIoM. [Ipumep: nBa kopoTkux (12 HyKII€OTHIIOB) OJHOHUTYATHIX 5'-
BBICTYIIOB Ha KaXJJOM KOHIIE JITHEHHOro reHoMa ¢ara yiiM61a (cos-caiit). Otu JI. K. KOMIUIEMEHTapHbI 110
TI0CIIEIOBATEIBHOCTSIM HYKJICOTHIOB JPYT APYTy ¥ MOT'YT CliapuBaThcsi, 00pa3ys konbueByro JJHK.

M
Mapxkep 1151 cesieKiH (CeJIeKTHBHBIN MapKep) — CIELUAJbHbIN I'eH, KOIUPYIOIHUH YCTOHYUBOCTD K K.-JI. aHTUOUOTUKY
(Harp., KaHAMUIMHY), KOTOPBIIl BBOAST B BEKTOP JUISl NOCIIEAYIOLIEro oTdopa TpaHC()OpPMaHTOB.

MunucareasnTsl (minisatelliles) — xopotkue (9-64 H.IL.), CPETHEIIOBTOPSIOIINECS, TAHAEMHO OPraHU30BaHHBIE, BBICOKO-
BapuabenbHble nocnenoparensHocT JJHK (00br4HO Gorarsie I'1-nocnenoBaTenbHOCTAMHI), paccpelOTOYEHHBIE 110 TEHOMY
YeJIoBeKa (BCTPEYAIOTCS TAKOKE Y PACTCHUHN U KUBOTHBIX). OHHM HMEIOT OZIHY OOLIYI0 KOPOTKYIO IOC/IeJOBaTeIbHOCTE B 10-
35 H.1. M.-C. IPOSIBILIIOT 3HAYUTEIBHBII HOMUMOP(H3M I10 UIHHE, KOTOPBIH BO3HUKAET B Pe3yIbTaTe HEPABHOTO
KpOoccHHIroBepa). B urore B M.-c. N3MEHSETCSl YHCIIO KOPOTKHX TAaHIEMHBIX ITOBTOPOB (CM.), YTO BEET K 00Pa30BaHUIO
nocnezioBarenpHocTei pmuoi ot 0,1 1o 20 k6. Koporkuii TanIeMHO noBTopstoiuiicss M.-c., BISACH XOPOIINM reHeTHYe-
CKUM MapkepoM st aHanu3a cuemienus (M. JTHK-UHrepIpUHTHHT), MOXKET UCIIOJIb30BaThCS B KAUeCTBE
rHOPHUIN3ALMOHHOrO 30HAA [T OHOBPEMEHHOI0 OOHAPY)KEHHS BBICOKOIONMUMOpPGHBIX M.-c. B penenax pecrpuxros JJHK.
BeposTHOCTE MASHTUYHOCTH TOro ke Habopa ¢parmenros JJHK y IByX 4esoBeK TEOPETHISCKH HACTOIBKO MaJia, 4To
KaKIIbIH YeJIOBEK CUMTACTCS YHUKAIBHBIM 110 HA00pY MOJIOC (32 HCKIIIOYEHUEM OTHOSIHIICBBIX OJIU3HEIIOB, CM. ),
BBISBIISIIOLIUXCS B Pe3y/bTaTe THOPUAN3ALNY Ha pauoaBTorpadax.

Mouaekyiaa JTHK — cM. [le30KkcuprOOHYKIICHHOBAs KUCIIOTA.

ModnexyJaspHasi 0uojorusi — 001acTh OMOJIOr UM, UCCIIEYIOIIAs! IPOSBICHHUE KU3HN HA MOJIEKYJIIPHOM YPOBHE.
OcHoBHOe HarpaBieHHe M. 6. — BBISICHEHHE PO OHOIOrMYECKH BayKHBIX MOJIEKYIT (OeJIKOB, HyKJIIEMHOBBIX KHCIIOT U JIp.) B
poCTe ¥ pa3BUTHH OPraHM3MOB, XpAaHEHHH H IIepe/iaue HaclIeACTBEHHON HH(OPMAaIUH, TPEBPAILICHUH YHEPTUH B )KUBBIX
KJIETKaX | T. 1. ABJIEHUAX. M. 0. BKIIIOUaeT B ce0sl MOJIIEKYISIPHYIO T€HETHKY, MOJIEKYJISIPHYIO BUPYCOJIOT IO, MOJIEKYIISIPHYIO
HMMYHOJIOTHIO U T. 1. M. 6. cpopmupoBaniack B ceperuae XX B. 1 OypHO pa3BUBAEeTCs B HAIIW JTHU.

Mo.nelcy.lmpnaﬂ TeHETHKA — pa3aci COBpeMeHHOﬁ T'CHCTUKH, 1/13yt1a}ou11/11‘/’1 3aKOHOMEPHOCTU U MOJICKYJISIPHBIC
MEXaHU3Mbl XpaHCHUs, BOCIIPOU3BEJACHHUA U IIEpEAadn HACICACTBCHHBIX IIPU3HAKOB.

MoJiekyJsIpHO-TeHeTHYeCKas [HArHOCTHKA HACJEICTBEHHBIX 3a0oneBaHuid  — TOYHAs HIEHTU(UKALUA
HACJIC/ICTBEHHBIX 3a00JICBaHMI HAa OCHOBE MOJEKY/ISAPHO-I€HETHYECKOro aHalli3a WMHIUBUIyalbHbIX oOpasuoB JHK (cm.
Cayzepu-0inor anamms, [AHK-¢uarepnpurunr, CuksenupoBanwe [IHK, IIL{P-rexHomorun). MonekynspHo-reHeTHIecKast
JIMaTHOCTHKA MOXKET 1aBaTh TOYHYK MACHTH(HUKAIMIO HACIEACTBEHHBIX 3a00ieBaHMII Ha BCEX CTalusAX PasBUTUS U JKU3HU
OpraHu3Ma 4ejoBeKa, HauyMHas C BOCBMMKIETOYHOH OyacTynbl (mpe-3MOpuOHA), BCeX OMOPHUOHAIBHBIX — CTaAUH
BHYTPUYTPOOHOTO Pa3BUTHS, IOCT SMOPHOHAIBHBIX CTaUH U T.II.

H
HacJjieacTBeHHO H3MEHEHHbIE OPraHU3Mbl — CM. TpaHCreHHbIE OpraHu3Mbl. TpaHc(hOPMUPOBAHHbBIE OPTAHU3MBI.
Hurpoueono3nas (IjieHKa) MeMOpaHa — COCTOMT M3 HUTPOLEIUIIONO3HBIX HUTEH, 00pa3yroLIuX 0PI

omnpexeneHHoro pasmepa (0,45um). CenexruBHO (BeIOOpouHO) ynanusatoT nByautdaryio JJHK mmm JHK-PHK-ru6pumnsl, Ho
cBOOOHO IpoITycKaroT ofHOHUTYaThie MoneKyinsl. OxnonnTaateie JJHK n PHK Taroke moryr 3anepskuBatbes Ha H. M., ecin
ee npounkyouposath npu 80 °C B Teuenue 2 4 (crniekanue). Taxue 610THI (TUIeHKH) Mcnonb3yrores B CaysepH- n HosepH-
6JI0T 3KCIIEpHMEHTaX.



HykJ1eoTHIpl — OpraHHYecKHe BELIECTBa, COCTOSIINE U3 MTYPHHOBOIO HIIM MUPUMHUAXHOBOTO OCHOBAHHS, caxapa prOo3bl
(ne3oxcrpn60361) U HochOpPHOI KUCIOTHI; COCTAaBHAS YacTh HYKJICHHOBBIX KUCIOT U MHOrux kodepmenros (HAl, HAJID,
koepmenra A u np.). H. Tarxoke HaszpiBatoT Hykieosundochatamu: areHosuaMoHopocdar (AM®), ryanozuaMoHodocdar
(I'M®), murunamMonodocdar (LIMD), ypuanamonodpocdar (YM®P) u tumuanamonodocat (TMD). H. sisroTest
HEKOTOPBIC MaKpOIPruuecKue coequHeHus, Hanp. ATO.

(0]

O6paTtnast Tpanckpunta3za, PHK-3aBucumasn JTHK-nosnmepasa, pesepra3sa (reverse transcriptase, RNA-dependent
DNA-polymerase) — peTpoBHpYCHBII MHOTO() YHKIIMOHAIIBHEIH (PepMEHT Kilacca TpaHcepas, CHHTE3UPYIOIINI IBYHUTUATYIO
JHK ¢ ucnonb3oBaHueM B kauyectBe Marpuubl ogHoHutdarod PHK. O. 1. mmpoko ucnons3ytorcs B JTHK-pexoMOuHaHTHOM
texHonornu st cuate3a kAHK (cm.) ¢ nadopmarmonnoit PHK u B rennoli umxeHepuu it nonysenus HyxHeix JIHK in vitro.
VY HekoTopbIX peTpoBUPYCcOB (cM.) O. T. SIBISETCS MOHOMEPOM, Y APYIHX — JAUMEPOM.

Omuro(dT) npaiimep (oligo(dT) primer — CUHTETHUECKUI TOMOIIOJIMMEPHBIN OJHMIOJIe30KCHPUOOHYKIIEOTH T, KOTOPBIi
MOXKeT ObITh MozcoeuHeH K nonu(A)xsocry (cm.) nonuazenunuposanHod MPHK n ucnonb3oBaThest kak npaiimep (cM.) s
cunresa nepsoit Huty k/IHK ¢ nomorpto 00paTHO# TpaHCKpPUIITa3bl.

OJIMroHYKJI€0THIHBbIE 3aTPABKH — CM. ITpaiiMep.

OTrxur (annealing) — TpoliecC BOCCTAHOBJICHUS (pEeHATYpaIysl), HA3bIBAGMbIl TakkKe THOpUIM3aIel, HyKIEHHOBOH
KHUCJIOTBI, BO BpPEMsl KOTOPOTO OIHOLEIOYEYHBIE MOJUHYKICOTHIbI 00pa3yloT IBYXLENOYEUYHYIO MOJIEKYIY C BOIOPOAHOM
CBSI3bI0 MEXJly KOMIUIEMEHTApHBIMH HYyKJIE€OTHAAMU IBYyX wLeneil. O. MOXeT IPOUCXOOUTb MEXIy KOMILUIEMEHTapHbIMU
nenoukamu JJHK winn PHK, B pesynbrate oOpasyrorcst ruOpuaHble ABYXIENOYEeYHbIe MOJIeKy/bl. Ha3BaHue 00yclOBICHO TeM,
yro npouecc O. CBA3aH ¢ NepBOHAYAIBHBIM HarPEBaHUEM 00pa3lia M IOCIEIYIOIINM €TI0 OXJIaXKICHUEM.

I

IlepBas pexomounanTHas (ruépuanas) moiaekyiaa JHK — cosnana B 1972 r. I1. Beprom, kotopast BKItouasia B ceost
¢dparmenTsl (ara A, E. coli u Bupyca 06e3bsH  sv-40.

Ilia3mMuabl — BHEXPOMOCOMHBIH (3KCTPaXpOMOCOMHBIH) FeHETHUECKUH 2JIEMEHT, KOJIbLIeBasi, aBTOHOMHO
pemmmpyromasics ayriekcHas monekyina JJHK, umeromas pasmepst ot 1 1o 200 u 6onee kO 1 OT OJHOM JI0 HECKOJIBKIX
COT Konuii Ha GaxkTepuabHyro KIeTKy. Yucno konuii I1. Moxer 3aBucets or (akropos cpeasl. I1. 00br4HO npHaatoT
CeJIEKTHBHBIE IIPEUMYIIECTBA KIIETKE X035MHa (HaIp., ycTOHYMBOCTb K aHTuOnotnkam). Konbroratususie [1. umeror Habop
I'€HOB, 00ECIEUNBAIOIINX X NEPEHOC B JIp. KiIeTKU. bakrepuanbHele I1. IUPOKO UCHIOIB3YIOTCS ISl KOHCTPYHPOBAHUS
BeKTOpoB KioHUpoBanus. Tepmun «I1.» npennoxen x. Jlenepbeprom u ap. B 1952 1.

IMnazmuma pBR322 — cepust cpaBHUTENIFHO HEOONBIINX, MYJIBTHKOITMHHBIX M HEKOHBIOIATUBHBIX INIA3MHIHBIX BEKTOPOB
KJIOHMPOBAHMsI, COAEPKAILUX I'€Hbl YCTOWYMBOCTU K aMIIUMIWJUIMHY U TETPALUKIINHY, a TAK)Ke HECKOJIBKO YHUKAJIbHBIX
CaliTOB KJIOHUPOBaHU (WX HOMMIHHKepbl). CalThl KIIOHUPOBAHWS JIOKaJIM30BaHbI B IIPE/ielax OJHOIO U3 TEHOB
YCTOMYMBOCTH. DTO MO3BOJISIET OOHAPYKMBATh HHCEPIMPOBaHHYI0 dyxeponuyio JJHK 1no ncue3HoBeHHIO YCTOHYMBOCTH K
aHTHOMOTHKY Ha CeleKTHUBHOH cpexe. [Inazmua cunresnpoBana B 1977 r. MEKCHKaHCKUMH HccileIoBaTesiMu bonBapom n
Ponpurecom. OHM HCHIONB30BAIH I'€H TETPAMMKIHH-YCTOHYNBOCTH OT pSC101, OpUIKHUH PEIUTUKALUHN OFi U ep-T€H OT
ColE1, a reH aMIMIWIUINH-YCTOMYMBOCTH — OT TpaHcno3oHa 7n 3. [Tnazmupa peruuupyercs B E. coli.

IInazmupa pSC101 — nepsas masmuia, KOTOPYIO Hayalld UCIOJIb30BAaTh B FTeHHOW MHKeHepuu. HeceT Tonbko oguH cailT
pecrpukiuu mis EcoR1 u npespamaercs nox AeicTBHEM 3TOro pepMeHTa U3 KOJIbLEBOH B IMHEHHYIO MOJICKYTY, KOHIIbI
KOTOPOI MOT'YT «CIMIIAThCA» MKy co00i miu ¢ mo0simMu Gpparmenramu apyroi JIHK, nomydeHHpIMu noj feficTBUEM TOi
xe pecrpukrasbl. O01agaeT reHOM YCTOHYMBOCTH K aHTUOMOTHKY TeTPALMKINHY U II03TOMY JIETKO 00OHapyKUBaeTCsl B
OakTepusIX Ha cpejie ¢ 9TUM aHTHOnoTHKOM. Bee atn cBotictBa pSC101 1 ObUIH HCTIONB30BaHBI TSI CO3/IAHUS U
KJIIOHMPOBaHUsI NepBbIX rTHOpuaHbIX (pexoMOuHanTHbIX) JJTHK (cm.).

Mnazvupa pUCI8 — onmuH U3 cepur OTHOCHTEIIFHO MENIKUX E. coli a3MuIHBIX BEKTOPOB KIIOHUPOBaHUS (CM.), Colep-
xawwit Pvull / EcoR-pparment u3 pBR322 (cM.) ¢ amp” reHOM, KOAMPYIOLIMM aMIIMHULMIUIMH-YCTONYUBOCTD, OPH/UKHHOM
peIuKauy ori (CM.) U IIOCIEA0BATEIbHOCTAMHU, KOAUPYIOMUMHU o-NIeNTUA lac-Z-reHa ([-ranakro3nziasbl) C IOIMIMHKEPOM
(cm.). Mucepuus uyxepomuoii [JHK B monwiamHKep NPHBOAMT K HApYyIICHHWIO [-rajakTo3Wma3sHOro reHa. B stom ciydae
Xo3diickas GakTepHuabHas KieTka o0pa3yeT OeclBETHbIC KOJIOHUM, €CIIM OHA PAcTeT Ha Cpelie C aMITHIIUIMHOM U cyOcTpaToM
X-gal, KOTOPBII NOMKEH PaclIeIUIAThCs Mpy oMoy f-ranakroszunassl. [lrammel, TpaHchopmupoBanHsle miazmunoil pUCIS
6e3 BcraBku uykeponHoit JIHK Ha Toit xe cpene ¢ X-gal, 00pa3yroT KOJIOHUY OKpalleHHbIe B CHHHUHN BeT. T. 00p., MOXKHO JIETKO
oTOMpaTh pekoMOMHAHTHEIE (T. €. ¢ uyxepoanoi JTHK) xomoxun.

Momm(A), nosmagenmnart (poly(A) or polyadenylate) —  ToMomonumep, COIEpIKAIIMA OCTATKU aJEHHHOBBIX
HykneotiaoB. IIpakruuecku Bce MPHK aykapuoT Ha CBOMX 3’-KOHILIAX COZIEpPXKAT MOCIIEIOBATEIBHOCTD MOMH(A) Mtk mosu(A)
XBOCT.

MMommanukep, calT MHOKeCTBEHHOro KJoHHUpoBauHmsi (polylinker or multiple cloning site) — CcHHTETHYECKUIA
JIBYHUTYATBIH OJMIOHYKTJICOTH/, COIEPIKAIINA MHOTO CaiTOB pecTpUKIMH (cM.). IT. BBOAAT B BEKTOpBI, YTOOBI PACIIMPUThL UX
BO3MOXXHOCTH sl KIIoHMpoBaHus gykepoassix JIHK B 1r000M 13 9THX CalToB.

Honumepusammst — Tperbd cranus nukia [P B xone koTopoil npu yBeJIMYeHUH TeMIIEpaTyphbl B PEaKLIMOHHON cMecu
in vitro ¢ 50°C no 72°C Tag-nonuMmepasa yumHseT 00a npaiimepa ¢ ux 3’-KOHIIOB 10 pa3MepoB Marpudnoit HutH JJHK. DTot
npouecc nporekaer B teueHud 90 cexkyHn. B pesymprate xonmmuecrso JJHK ynsamsaercs. ®epment Tag-nonumepasa Obul
BBIJICJICH M3 TepMOGUIbHBIX Oakrepuil Thermus aquaticus, W OTIMYACTCS YCTOMYMBOCTBIO K BBICOKOM Temmeparype. Ilpu
temreparype 70°C rubpun npaiimep-/IHK we nenarypupyer, a Tag-nonimMepasa criocoOHa paboTrath ¢ OOJIBIION CKOPOCTHIO.

MMomamepa3snas uennas peakumsi, [IUP (polymerase chain reaction, PCR) — mnponecc aMmmudukaimu (cM.) in vitro,
npu kotopom (parment JTHK jummuoii 10 15 k6 Moxer GbITh amMmmiduiposan (pasmuosken) 1o 10° pas (kommit). s storo
CHHTE3HUPYIOTCS [Ba ONUTOHYKIeoTHa pa3MepoM B 10-30 HyKI€OTHIOB, KOMILIEMEHTAPHBIX MOCIIEIOBATEIBHOCTSIM Ha JIBYX
koHuax wuccnenyemoit JIHK. M30bITOYHOE KOJNMYECTBO 3THX ABYX OJUIOHYKICOTHIHBIX IpailMepoB (CM.) CMEIIMBaeTcs ¢
renomHoir JIHK, cmecer HarpeBaercsa mns aeHatypaumun paymiekcos JIHK. Ilpu mocnenyromem CHMKEHMH TEMIIEpPATYpBI



IpaiiMepsl IPUCOETUHSAIOTCS K X T€HOMHBIM romoisioraM u mMoryt ¢ nomousto JIHK-nonumepasel yanuautses, 1. €. Ha JTHK-
MaTpulle CHUHTe3upyeTcs Bropas 1enb. [locnenoBarebHblil polece (LMK IPOLECCOB) NEHATYPALMH, OTXKUra IpaiimMepa U ero
yunHeHus nosropsiercst 20-40 pa3. B pesynbpraTe MponcXOANT 3KCIOHEHIMANIBHOE yBennueHne konui usydaemort JIHK. 3a 25
aMIUTH(UKAIMOHHBIX IMKJIOB KONHYECTBO LEIEBBIX mocienoBatenbrocteii JIHK yBemmunpaercs npubmusutensao B 106 pas.
Jns cunresa Hoeeix uenedt JTHK wucnonssyrores tepmocradunbhblie JJHK-nomumepasel (Tag-nonnmepasa, Vent™-THK-
nonumepasa). B H. Bp. [P Hanuia mmpokoe pacnpocTpaHeHHe B MOJEKY/IPHOW OHOJIOrMH U Ha €e OCHOBE pa3padoTaHO MHO-
MKECTBO METOJIOB aHAIM3a TeHOMOB. FIMeeT MecTo Takke MHBEPTUPOBaHHAs MOIMMEpasHas LeMHas Peakiys, T. €, MoxuduKams
o6branoit [P, mo3Bosstomas amminduIupoBaTk HensBecTHbIe nocienosarensHocty JJHK, npunexanme k kopoBol obnactu
H3BECTHOM I0CIIE0BATENBHOCTH.

MMonmmepa3nas HenHasi peaknus ¢ MPOM3BOJILHBIME NpaiiMepamu (arbitrarily primed polymerase chain reaction, AP-
PCR) — wmomudukamms cranmaptaoro meropa [P, mosBonstiomas OCyIIECTBISTH aMIDIM(HUKAIHMIO (CM.) LEIEeBBIX
nocnezoBarensHocreil JJHK ¢ nomolpto npou3BoibHO B3ATHIX NpaiiMepoB (CM.), 6e3 IpeaBapuTeIbHOr0 3HaHUsI HYKI€OTHAHBIX
II0CJIE/I0BATENbHOCTEH JAHHOrO reHoMa. MeToz MO3BOJSIeT BBISBIATH HOMMMOP(GH3M MEXAY IITaMMaMK OakTepuid u rpudos,
Pa3IMYHBIMU COPTAMHU PACTEHHH.

IocsenoBaresbHOCTh y3HABaHusT — cM. CaliT y3HaBaHMs.

Mpasuio Yapragda — npasuio, riacsiiee, 4to B Jro00it aByHuTHaToi Monexynne JIHK uucio ageHHHOBBIX OCHOBaHMIA
BCErJla PaBHO YUCITY TUMHHOBBIX (A = T), a 4nuCI0 IyaHHHOBBIX — uuciy uTo3uHOBbIX (I' = 1) ocHoBanumii. CornacHo I1. Y.
koimdectBo rupumuauHOB (T + 1) paBro cymme mypuHOB (A + T'). IT. Y. otkpeito B 1950 T. ¥ ISKUT B OCHOBE KJIACCHYECKOU
moznenu JJHK Yorcona—Kpuxka.

Ipaiimep, 3aTpaBka (primer) — xoporkuii onuronykieornn JHK mwm PHK, kommemenTapHsiii yaacTky Gonee JUIMHHON
monexynst JIHK nmu PHK. K ero 3'-OH-konny IHK-nonumepasa (cM.) MoxeT J00aBIATh HyKJICOTH/IBI B PACTYIIYIO LIETb
JHK B 5'—3'-nHanpasnenun. ¥ npokapuor PHK-nonumepasa (cMm.) katanusupyer cunres Takux PHK-npaiimepos st
pemmkarmu JIHK. I1. Taxoxe myxus! mist PHK-3aBucumoit JIHK-nonnmepassl (00paTHON TpaHCKPHIITA3kl, M), In vitro (cM.)
ucnonbp3yrores cunrerndeckue I1. pasmepom 1o 10 1. o. ms peakuun nonuMepusauu JIHK ¢ momonisro IHK-nonumepasst
wi o0paTHO# TpaHckpunrassl, [1. HyxHsl 1t cunresa k/IHK, JIHK cexBennpoBanus no CaHrepy (cM.), onuMepasHoit
nenHoit pearuu, [P (cm.) u ap.

IIpenaranbHas cragusi pa3BUTHSI — CTaJus Pa3BUTHSA 3apojbllIa (IUI0/1a) KUBOPOALIMX KUBOTHBIX B IIEPHOJ IEpe]
POXKZIeHHEM. DTUM TEPMUHOM OOBIYHO 0003HAYAIOT MO3IHUE CTAANN PA3BUTHUS 3aPOJIbIIIA MIIEKOIUTAOLIHX.
IIpuHUMO KOMIIJIEMEHTAPHOCTH — IPOCTPAHCTBEHHAs B3aMMOJIONOIHAEMOCTb (B3aMMHOE COOTBETCTBHE) IIOBEPXHOCTEH
B3aMMOJICHCTBYIOIIMX MOJIEKYJ MJIM UX YacTel, IPUBOAAILAs, KaK PaBUIIO, K 00pa30BaHUIO BTOPHYHbIX (BaH-nep-
BaibcoBbIX, BOZOPOIHBIX, HOHHBIX) CBA3€H MLy HUMH. Y HUKQJIBHOCTD M IIPOYHOCTH KOMIUIEMEHTapHBIX CTPYKTYP
OIpeIeNIAeTCs BBICOKOI M30MPaTeIbHOCTHIO0, OOIIBIION IUIONIA b0 B3aUMOJICHCTBHS HA yPOBHE aTOMHBIX I'PYIIIMPOBOK HIIN
3aps/I0B 110 NPUHIMILY CKIII0Y - 3aMOK» (KOMIUIEKCBI aHTUI'€H — aHTUTENO0 U (PepPMEHT — CyOCTpat, YeTBepTHYHAs CTPYKTypa
0eJIKOB, BTOPUYHAs ¥ TPETUYHAS CTPYKTYpa HYKIeHHOBBIX KucioT). Haub. sipxo K. nposiBuiack B ctpykrype
neycrimpansabix JITHK u PHK, rae 1Be nonmuHykiieoTHIHbIE e 00pa3yioT B pe3yabTaTe KOMILIEMEHTapHOIO
B3aUMOJICHCTBHS Iap ITypPUHOBBIX M MUPUMHUIMHOBBIX ocHOBaHHH (A-T, I'-L]) aBycrmpanbHyro Moekyiny. YHUKaIbHAS
BTOPHYHAsI U TPETUYHAs CTPYKTYpa onHouenodeuHbix nonunykieotunos (TPHK, pPHK) raike onpeznensercs
KOMIUIEMEHTapHbIM CIIapHBaHUEM OCHOBAHHI ¢ 00pa30BaHUEM «IIETENbY U «LIHIEK» BOJIb 110 1enHy. K. Jexur B ocHoBe
MH. SIBJICHUH OHON. CIeM()UIHOCTH, CBA3AHHBIX C «y3HABaHHEM» Ha MOJEKYIIIDHOM YPOBHE.

IOP (PCR) — cm. Ilonumepa3Hast ieHHAsT PeaKmusl.
MNOP-amnimduxkamun — cM. nonuMepasHast tennast peakius (I1LP), ammmnukamnus reHoB.
TP TexHonoruu — pasianuHble MeTob! pasMuoxeHus (ammmndukanus) JJHK ¢ momomsto ITIP.

P
PamuoakTuBHo Meuennblii JIHKoBbI#i 301 — cM. JIHKoBBI# 30H1.

Pa3znenenne pecrpukuuoHHbix pparmentos JHK — cM. Dnexrpodopes B arapo3Hom reie.
PacnosnaBaemble yaacTkm — cM. CaliTel paclio3HaBaHMs.

Pemumkanmst — mporecc TO4YHOro CaMOBOCIIPOU3BEIEHNUS MOJIEKYJ HYKIIEMHOBBIX KHCIIOT, COITPOBOXKIAFOMIMICS Tiepeqadeit
TOYHBIX KOIHI reHeTHYeckoi nH(opManuu B psry HokosieHui. TepMuH P. B OCHOBHOM HCIIONB3YETCsl IS OIPESIICHUS
npouecca cunre3a Hooit HutH JJHK Ha matpudnoit Hutu JTIHK ¢ nenbto TouHOro xonuposaHust HHGOpMaIyy,
coneprkateiicst B renome. P. JIHK sBisercs nomykoncepBatuBHOM. OCHOBHBIE CTaIUM 3TOTO IMPOLIECCa BKIHOYAKOT
pasnenenue Hureit JJHK ¢ oOpa3oBannem perumkaTuBHON BIIIKH, cBsi3biBanne JIHK-monnmepassr 1 nobasnenue
KOMIUIEMEHTapHBIX HyKJICOTU/IOB HauMHas ¢ 3'-KoHIa. HUTh, HenpepbIBHO peruimuupyromascs (Beayas HUTh, TUAepHas
HUTb), IOJDKHA OTJEISTHCS OT Ap. (3aIa3/ibIBAOIIECH) HUTH, KOTOPast PEILIMIMPYETCs PEPHIBUCTO, KOPOTKUMH KyCKaMH
(pparmentst Oka3aku). [Tocne cunresa Gpparmentsr Okazaku nurupyrores (¢ yuactuem JJHK-nurassr), 00pasyst nemnyro
3ama3/IbIBaloOIyI0 HUTb.

PenopTepHblii TeH (reporter gene) — TE€H, XOPOLIO M3y4YCHHbBII TeHETHYECKH U OMOXHUMHYECKU, KOTOPBIN JIETKO MOKET
OBITh CIIUT C PErYISTOPHOM 00JIACThIO Ap. FeHOB. Ero akTHBHOCTH B HOPME He OOHAPY)KHBAETCsS B OpraHM3Me, B KOTOPBIi 3TOT
IeH MEePEHOCHTCSA. AKTHBHOCTH OONBLIMHCTBA P. T. MOXKHO JIETKO IPOTECTHPOBATh JOCTATOYHO MPOCTBIMH MeTOAaMH (Harp.,
ompeneieHueM — (EpPMEHTAaTHBHOW  aKTHBHOCTH  OGIKOBOTO — MPOAYKTa  JUIsl  TalakTO3uaas3bl,  [S-TIIOKYPOHHIA3bI,
XJIopaM(eHHKoIaneTHITpancdepassl, JTonudepassl, HEOMHIMH (pochoTpancdepasbl, HOMATHHCHHTA3HI U IP. ).

PecTpuxra3sl — QepMeHTs! pecTpukiun, paspesatomue JTHK 1o orpe/ieiieHHbIM HYKJICOTH/IHBIM [IOCIIEI0BATEIBHOCTSIM,
Ha3bIBaCMbIM CaiiTaMu pecTpUKIUH (CM.). P. MOTYT KOAMPOBATHCS HE TOJIBKO TEHOMOM OaKTEpHid, HO TAKXKE IUIa3MUIaMH H
Gakreprodaramu. SIBISIOTCS OHMM M3 TJIABHBIX HHCTPYMEHTOB I'€HHOW MHXKEHEPHH, IIUPOKO MCIIONB3YKOTCS s
nonyuerust pekomOouHanTHeIX JJHK(cM.). CHHOHHM — PECTPUKIIOHHBIC SHIOHYKIICa3bl.

PecTpuKuMOHHBIE KAPTBI — Juarpamma pacnoyioxenus Ha mosnekyie JIHK caiitoB y3HaBaHuS (CM.) peCTpUKTa3aMH.



CaMbIMH TTOJTHBIMU SIBIISIIOTCS P. K., mocTpoennsie pist Hebonbimux Monekynn JJHK (wamp., xpomocom npokapuot). [TepByro
MOJIHYI0 (PU3MYECKYIO KapTy PaclonoxkeHus ydacTkoB 14 pectpukras cocrasmi /. Haranc nist THK Bupyca sv-40.

PenunuenTHblii opranusm, penunuent — 1. JIro06as kieTka WM OpraHu3M, MONYJarONIMii: a) HOBYIO T€HETHYECKYIO
unpopmarto B popme gyxeponsoit JJHK mmu PHK; 0) k.-11. Guosnoruyeckuit matepual or Ip. opraHu3Ma-IoHopa. 2.
Knerka, npuHUMaroIas reHeTH4eCKui MaTepyall IIpu TPAHCAYKIUH U KOHBIOTAIUH.

PoBHble (Tynble) KOHIBI — TEPMHUH, OTHOCAILMHCS K JiByxuenodyedHbM pparmenram JTHK y KOTOpBIX HU O/lHa HUTb Ha
KOHLICBBIX Y4acTKaX HE BBICTYIAET 3a JPYTYIO B OTJIMYHUE OT JIMIKKX KOHIOB (cM.). P.k. 00pasyrorcst B pe3ynbpTaTe AeHCTBUA
pecTpuKTas (PeCTPUKIMOHHBIX 3HAOHYKNea3) Alu I, Ecor V, Hpa I, Nac I, Pvu II, Sma I v 1p., a Taxkxke IyTeM yIaJIeHUsS
OJTHOHUTYATBIX KOHIIOB C IIOMOIIBIO S1-HyKjIea3bl WK A0cTpoiku ux ¢ noMouisio JJHK-nonumepassr 1.

PubonyksiennoBas kucjora (PHK) — wyame Bcero onHOHUTYATBIN MONMHYKIEOTH, XapaKTEPH3YIOIINICSA HAININEM B
HeM caxapa pu0o3bI 1 yparpia (BMecTo Je3okcupuoo3sl u tumuHa B JIHK). OGecnieunBaer nepeiaqy reHeTHIECKON
unpopmarmu (uHpopmannonnas uPHK u tpancnoprhas TPHK), ciryxur B kauecTBe CTpyKTYpHOro Kapkaca Juist pubocom
(pubocomuas pPHK) u Beinonusier ¢pepmenrarusubie ¢pynkunu (pudozumsr). Okomno 90% sceit knerounoit PHK cocrasnser
pPHK, oxoino 8% cocrasiser TPHK, a Ha nomto uPHK npuxonurcs menee 2%. Y sykapuot monexyinsl PHK, kak npasuio,
TPaHCKpHOUPYIOTCA B BUzie OonbLInx MoseKy: (peatectseHHNKoB 1po-PHK), a 3aTem nmyrem crualicunra u zip.
MOCTTPAHCKPHUIIIMOHHBIX MOAU(UKALUIA IpeoOpa3yroTcs B aKTUBHBIE (3pesbie) GopMbl, MMeIoIe MeHbINE (MHOT A
CYILIECTBEHHO) pa3Mepbl. Y 1po- 1 sykapuor GpyHkuun PHK cunbHO pasinnuarorcs. Y MHOTHX BUPYCOB BCSl FeHETHYECKast
napopmarus BMecro IHK copepxurcs B oxHO- 1 aByHuT4aThix PHK.

Pubocoma — opraHon KJIETKH, C IOMOLIBIO KOTOPOT'o OCYLIECTBIIsAeTCs OuocuHTe3 Oenka. P. npencrasister coboit
ACUMMETPUYHYIO PUOOHYKIICONPOTEHIHYIO YacTully auamerpom 10—20 ym, KoTopast COCTOUT U3 JBYX CYOBbEIUHUILl U
obrnaznaromnias KaTaIUTUYECKOH (yHKLHUEH, OTBETCTBEHHOH 3a 00pa30BaHKe IENTHAHBIX CBs3€EH, T. €. 32 IOIMMEPU3ALIIIO
aMMHOKHUCIIOTHBIX OCTAaTKOB B MOJIMIEITHAHYO Lienb Oenka. [Ipu csasbiBanuu P. ¢ unpopmannonHoit PHK naunHaercs
CHHTE3 NOJNUIENTHIO0B. Manast cyObeMHULIA COAEPKUT exuHeTBeHHYo 1enb pPHK (165 — y npokapuor, XJ10poIiacToB 1
pacrenwuii, 18S pPHK — y )XMBOTHBIX), aCCOIMUPOBAHHYIO C PUOOCOMHBIM OeKkoM (5-0eNKun), KOTopast CBSI3BIBACTCS C
nPHK. Kpynnas cyObenuHuna sBsieTcs KOMIUIEKCOM euHcTBeHHOoH Oonbimoii ner pPHK (23S pPHK — y npokapuor, 258
— Y pacTeHui 1 MUTOXOHpPUH, 285 — y )KMBOTHBIX), ofHOH WK 1ByX Manslx pPHK (55— y npokapuor, 55 u 5,85—y
9YKapuoT) U puOOCOMHBIX L-0eIKOB. ITOT KOMIUIEKC HECeT CaiiT Juist npucoeAuHeHust 2—3 monekyi TpancnoptHoii PHK.

C

CaiiT kyIoHHpOBaHuA — MecTo (caiir) paciueruieHus JJHK onpeneneHHoit pecTpukra3oi B BEeKTOpe KIOHUPOBaHHUS,
KOTOpOE JIOKAJIM30BAHO B NPEJIENIaX OJJHOTO U3 FEHOB YCTOHYMBOCTH. DTO 103BOJISET OOHAPYKMBATh HHCEPLIUPOBAHHYIO
gyxeponnyto IHK 1o ncye3HoBEeHHIO yCTOIHYMBOCTH K aHTUOMOTUKY Ha CEJIEKTUBHOM Cpesie B IPOLecce KIIOHUPOBAHUS

(cm).

CaiiT pecTpUKIMM — II0CIIEI0BATENILHOCTD ITap ocHoBaHuil B Monekyne JIHK, B Mecte pacnionoxeHnst KOTopoit
onpeJielieHHas PECTPHKLMOHHAs HyKJlea3a pa3pe3aeT (paciieIuisieT) ee.

CaiiT y3naBanusa — creuuduueckas nocaenosarensHocts JJHK, ¢ KOTOpoit CBA3BIBAIOTCS PeCTPUKIMOHHBIE
9HJIOHYKJIEa3bl, a TaKKe HaUMHaeTcst paciueruieHue Mosekyis! JIHK nanabiM depmentom. [{is Kaskaoil pecTpHKTashl
uMeeTcs coOCTBEHHas crenuduyeckas nocue10BaTeNIbHOCT y3HaBaHusA. O0buHO C. y. Ipe/IcTaBIeH KOPOTKUM
MaJTUHAPOMOM.

Cos-caliThl (cos-sites) — OIHOHHTYATHIE, KOMIUIEMEHTapHbIe ydacTku Ha oooux koHnax JJHK dara nmsmona (cm. Jlnmkue
KOHIIBI), cocrosmue M3 12 HykneorunoB. OOecrneunBaror ¢ary oOpa3oBaHHE KOJNBLEBBIX CTPYKTYp IYT€M COEAMHEHUS
BOJZIOPOJIHBIMH CBSI3IMM KOMIUIEMEHTapHbIX KOHLOB M ynakoBky JIHK B c¢arossie wactuupl. C. cos HUCHONB3yHOTCS Ui
KOHCTPYHPOBaHUS KOCMUJL (CM.).

CamocTosiTe/IbHAS PeNJINKALMA — CIHOCOOHOCTb PSAa BHEXPOMOCOMHBIX I'€HETHUECKUX IEMEHTOB (IUIa3MHI) K
aBTOHOMHOM PeIUIMKALIH.

Cay3zepH-06s10T anasm3 — aHanu3 mosekyn JJHK u ux ¢pparmeHToB npu nomorn Merona 6JI0T-ruOpHIu3aIiii 1o
CaysepHy.
Cay3epH-0,10T rHOpHAN3AIMS — METOJ, O3BOJISIONINI HICHTUOUIUPOBATH KOHKPETHBIE TCHBI U APYTHe

pecrpuknmonnsie pparmentsl JJHK nocie ux anexrpodopernueckoro paszaenenns. Cyrb MeToa 3aKII0YaeTCs B TOM, YTO
cuavana ¢pparmentsl JJHK, pa3neneHHbIe B arapo3HOM relie, AeHaTypUPYIOTCs 10 OHOLETIOYEYHBIX MOJIEKYII, a 3aT€M BeCh
anexrpodoperndeckuii crnektp JJHK ormeuarsiBaercs (blotting) 3a cueT KamULIPHBIX CHII HA NMPHJIO)KEHHOHN K T'eJII0
HUTPOLEIUTION03HOM MeMOpaHe (IUICHKe), TTocie Yero (GUKCHPYeTCs P IMTOMOIIY BEICOKOH Temrieparypsl. Jlanee memOpaHa
TOMeNIaeTcsl B THOPHIN3aIlMOHHEIH Oydep, copepanuii cienuanbHbli pagnoakTuBHO MedeHHbIH JIHKoBbIi 3011 —
KOpOTKYyIo crerduaeckyro nocienoBarensHocts JJHK. 30H1 ciocobeH rubpran3oBaThesi ¢ OnpeaeIeHHbBIM
KoMIuieMeHTapHbIM (parmMenToM JJHK 1 cBspKeTCs TONBKO ¢ OJJHOM MITH HECKOIBKUMHU KOHKPETHBIMH (DPAKLUSIMU U3 BCETO
EKTPOPOPETHIECKOro CIIEKTPa MOITyIeHHBIX pecTpHKIHOoHHBIX parmenToB JIHK. Ha nocnennem srane k
HUTPOLEIUTIONI03HOH MeMOpaHe, cofepiKaliell Bech ClIeKTp rnoiydeHHbIX pparmenToB JJHK, Brirouast ¢ppakumm
THOPUIM30BABIINECS C PAJANOAKTHBHO MEUESHBIM 30HIOM, IIPHKIIAJIBIBAIOT PEHTT€HOBCKYIO IUICHKY. Ha meHke
(aBTOpaaMOrpaMme) 1ocie SKCIO3UINH BEISIBIISIIOTCS 3aCBEUEHHBIE MECTA, COOTBETCTBYIOIINE PACIONOKEHUIO MEIEHBIX
¢paxuiit THK. Meron paszpaboran 3. Cayzeprom u P. JlefiBucom B 1975 1.

Ceersmuecs ppakuun JHK — nBynurdatsie Gppakiuu JHK B arapo3HoOM My NoInakpUIaMUIHOM rejie, OKpalleHHbIE
KpacuTesneM 3THANH OpOMHIOM, B KOMIUIEKCE C KOTOPBIM IIPUOOPETAIOT MAIMHOBYIO OKpacKy Ipu YD ocBeleHHH.



CunxBenupoBanue JJHK (DNA sequencing) — MeTo[ onpeeneHus ociie10BaTeIbHOCTH ocHOBaHui B Monekyne JTHK.
CyImiecTByeT HECKOJIbKO METO/IOB CEKBEHUPOBAHMSI: aBTOMATHUECKOE, XMMHUUECKOE, IIPSIMOe, CEKBEHUPOBaHHKE 10 Makcamy-
I'un-6epry, Caurepy u ap.

Cuksenuposanue JJHK no Makcamy-I'niGepry, xummuueckuii meron (Maxam-Gilbert sequencing or chemical s.) —
OJIMH U3 Hanbolee PacHpPOCTPAHEHHBIX METOIOB OIPEAEIICHUs HEPBUYHOM I10CIIEI0BATEIBHOCTH HYKJICOTHIOB B MOJICKYJIE
JHK, Brauane JTIHK pexercst Ha pparments! pazmepom 0,6—2,0 k0, KOHIIbI (parMeHTOB METSITCS PaJMOaKTUBHOM MK
HEPaJMOAKTUBHOM METKOM M IUIABATCSA JUIS HOTY4EHHs! OJHOHUTYATBIX MOJIEKYI. PaM0aKTHBHOE MEYEHHE MOXKET
OCYIIECTBIIATHCA H30TONAMH cepbi >°S win pocdopa P, HepaIHOAKTHBHOE MEUEHHE — C OMOIIBI0 GMOTHHOBOR HITH
¢ryopecrienTHoi MeTkH. [locne meuenus obpaszen JJHK paspensiercs Ha 4 4acTy, KaXXIylo U3 KOTOPBIX 00pabaThIBalOT
peareHToM, creruduIecky pa3pymaromuM ogHo u3 uyetsipex ocHoBannii JIHK. Y cnoBus peakuun nonduparoT Takum
o0pa3oM, 4To0bI Ha Kaxkayto Monekyny JJHK mpuxoannocs auiie HecKoIbKo noBpexaeHnil. Korna atu noBpexaéHHbIe
MoJIeKybl 00pabatsiBator nunepuanaoM, B JIHK oOpasyercs pa3pbiB B TOM MecTe, Iie HAXOIWIOCh pa3pyLIEHHOE
ocHoBaHue. B pesyinbrare nomydaercs Habop 5'-MedeHbIX (pParMeHTOB, IMHBI KOTOPBIX ONPEIENSAIOTCS PACCTOSIHUEM OT
Ppa3pyIIEHHOr0 OCHOBAHU IO KOHIA MONEKybl. dparMeHTsl, MOTy4deHHbIE B pe3yAbTaTe 4 TUIIOB PEAKIMH, TIOBEPraroTCs
anexrpodopesy (cM.) B ONUAKPUIAMUIHOM T'eJie, U 3aTeM I10JI0CHI BBISBILIIOTCS COOTBETCTBYIOLIIMM METO/IOM B
3aBHCHMOCTH OT criocoda MeueHus. Ha ocHoBe pe3ynbTaToB 3i1eKTpodopesa ONpenesIstoTCs HyKICOTHIBI H X
rocse10BaTeNbHOCTh B ucxonHon JTHK.

Cuxsenuposanue JJHK no Canrepy, pepmeHTaTUBHBINA MeTox (Senger sequencing or enzymatic method s.) — TEeXHHUKa
cukBeHnpoBanus (cM.) ogHornTyaroi JJHK. B ocHOBe MeTona — npucoenuaenne k oqaonutdatoil JTHK-maTpuist
CHKBEHHPYIOLIETO npaiimepa (cM.) (0OBIYHO CHHTETHYECKHX OJMIOHYKJIEOTHIIOB). PeakionHast cMech mepeHocuTcs B 4
MIPOOHPKH, Kyzia T00aBISTIOTCS Bee 4 e30KCHHYyKIeo3uaATprdocdara, OMUH U3 KOTOPBIX MEYEH 0 32p. Kaxas npobupKa co-
JIEpIKUT Takxke pasnuunble aune3okcunykiieosunrpudocatsl (AT, mal[TO, xnl TO u gnTT). dns cuntesa
KOMIUIEMEHTAPHOH [eTN K OHOHUTYATOH MOCIIe0BaTeIbHOCTH-MaTPHUIIB! B IpoOupku nodasisiercs pepment JJHK-
nonumepasa(cM.). B pesynbprate npoucxomut yuimHeHHe IpaiiMepa B COOTBETCTBUY C MATPUYHOM ITOCIIEIOBATEIEHOCTHIO.
Korna B pactymyro nens BMecto coorBeTcTByrouiero sHT® B matpune Brirodaercs AnHT®, 3'-koHew pacTyiei nenu te-
PAeT IUIPOKCUIIBHYIO TPYIILY U HE MOXKET Jajbllie yIUIMHATHCS: Lelb TepMUHUpYeTcs. B urore xaxkaas peaklimoHHas CMech
HOJy4uT HAOOp pasoakTUBHO MeueHHbIX ¢parmenToB JJHK ¢ obumm 5'-koH1oM (TpaiiMep), HO ¢ pa3HbIMHU 3'-KOHLIAMHU.
[Mocne oxonuanus peakunu JJHK nenarypupyercs, 3atem nojasepraercs 31eKTpodopesy B HOIHaKpHIaMHIIHOM reje (cM.
CeKBEHHPYIOIIHI TeJIb) U C TIOMOIIBIO paroaBTorpaduu (CM.) BBISBISTIOTCS palMOaKTUBHBIE ITOJIOCHL. [lociie1oBaTenbHOCTh
HYyKJIeoTH0B B ucxonHoi JIHK-marpuiie MokeT 3aTeM IpOYUTHIBATECA IPSMO C paioaBTOI PAMMBI.

CKpHMHHHT — IOKCK B FeHHOM OMOIMOTEKe KIIOHOB KOHKPETHOH KOJIOHHH, COJEPIKAIIECH HyKHbIH GparMeHT 4y:KepoaHoi
JTHK.
Coznanue pexomOunanTubix JIHK — koHcTpynpoBaHue HOBbIX nocneznoBarensHocreil JJHK, o0pa3oBaHHbIX in vitro

IIyTeM CLIMBaHUA IBYX WM Oonee Heromonoruunelix Monekyi JTHK. Iepsas pexomOunanrtHas JJHK Obuta co3nana
(ckonctpympoBana) B 1972 1. I1. Beprom u Bkirouana B ce0st pparmenTsl hara A, E. coli u Bupyca 06e3bsiH sv40 (cM. [lepBast
pexomOuHanTHast (rubpunnas) monekyna JJHK).

CTOn-KO/10H, HOHCEHC-K., TEPMHHATOP — TPHUHYKIeoTH] B MHpopManuonHoit PHK, curnanusupyronmii 06 okoHuaHuN
CHHTE3a MOJIMIIENITH/IA U OCBOOOK/ICHUH TIOJIHON MONMISNTUAHON 1ienu ot pubocoMsl (cM.). CymecTByeT TpU pa3InyHbIX
tnna ganseix C.-k.: YAI (ambep), YT'A (oman) nu YAA (oxpa). Hu oqun 13 Hux He cootBeTcTBYeT aHTHKOA0HY TPHK.

Sma I — opHa U3 pecTPUKLIMOHHBIX YHAOHYKIIEA3, I PECTPHKTa3 (CM.), Kotopas B aByxuenodeuHoi JJHK y3naet
rocieoBaTeabHOCTh U3 mecty Hykineorunos LILILITT u paspesaer ee mexnay L u I', 00pa3ys poBHBIE (TyIbIe) KOHIIBI (CM. ).

T

Tag-nonumepasa, Tag-JHK-noaumepa3a (Tag polymerase or Tag DNA p) — depMeHT U3 TepMOQHIBHOI 9yOaKTeprn
Thermus aquaticus, OCYILECTBIISIONMN MOJINMEPH3AIHIO E30KCHHYKICOTHI0B. DEepMEHT HCKITIOUUTENFHO TepMocTabmiieH (om-
tuMyM Temrieparypsl 70-75 °C) u obecrieurBaeT BEIOOPOUHYIO aMIDTH(HKAIHIO (cM.) o0oi konupoBanHoit JJHK mo 10 mun.
pa3 ¢ BBICOKOH TOYHOCTBIO METOIOM T. H. MOJMUMEpa3Hoi nernHoi peakiuu (cM. ITIP). MoxeT ncronb30BaThCs JUIT MEYESHUS
¢parmenToB THK ¢ momomipio painoakTHBHEIX HYKJICOTHIOB, a TAK)Ke OMOTHHA WX TUTOKCUT€HHHA.

Thermus aquaticus — TepModmiIbHast dy0aKTepus, OOUTAIOIIas B TOPIINX NCTOYHMKAX. V13 Hee ObUT BhIIEIEeH (epMeHT
Tag-nonumepasa, KOTOPBIA OTJIMYAETCS YCTOMYMBOCTBIO K BBICOKOHM TeMIIEpaType M CIIocoOeH paboTaTh ¢ OOJNBIIOH CKOPOCTHIO
npu Temneparype 70°C B xone Tperbeif craauu nukna ITLP.

Tabauma (cI0Bapb) reHeTHYECKHX KOIOB, C. KOXOHOB (genetic code table (dictionary)) — Tabnuua, BKIIOYAromas
TeHETHYECKHe 3HAYCHUSI OTIEIBHBIX KOJIOHOB (CM.), HIIM TPHUILIETOB (CM.), COOTBETCTBEHHO ITPOLYKTaM UX (DyHKIMOHHPOBAHUSL.
Conepxut 64 Ko0HA, U3 KOTOPBIX 61 CMBICIIOBOM T.€. Ka)KAbIH U3 HUX KOAUPYET KOHKPETHYIO aMHUHOKHCIOTY M 3 CTOI-KOJIOHA
(cM.), M HOHCEHC-KOJIOHA, KOTOPbIE CHUTHAIN3UPYIOT 00 OKOHYAHWHU CHHTE3a ITOJHIIENITHIA U OCBOOOKICHUH MTOIUIIENTHIHON
LeTH 0T pUOOCOMBI (CM.).

TangemusbIii MoBTOP (fandem repeat) — OpraHU3ALMA ABYX WU O0JIe€ PACIIONOKESHHBIX PSIIOM OJITHAKOBBIX
MOCIIEI0BATENBHOCTEH B Mpezenax AByHHTYaTol Monekyns! JJHK. Bo3moxkHbI [Ba THITA NX OpHEHTALIMU — IMIPSMBbIE
MOBTOPBI (TOJIOBA K XBOCTY 5' — ITAATL] I'TTATUL I'TTATUL ALTTT - 3') WK HENPsIMbIE IIOBTOPHI (TOJIOBA K I'OJIOBE 5' -
HTAATI] QTTATHL FHTATTE ALJOT'T - 3'). T. . B obmactu KOAUPYIOIIUX I'€HOB MOI'YT BECTH K TaHJIEMHO ITOBTOPSIOIIMMCS
aMUHOKHCIIOTHBIM I10CJIEZI0BATEILHOCTSIM.

Tpanckpunumuss — cunte3 Monekyl PHK na JIHK- miu PHK-marpune, ocymecrsnsemstit JIHK-3aBucumoii minn PHK-
3aBucumoii PHK-nonumepasoit. T. — nepsblii aTan peanusaunu reHerudeckoid nadopmanuu, 3anucanHoi B JTHK,
ocymecTBiseMsli ¢ ydactueM pepmenta PHK-nonumepasa y npokapuot u He menee 3 tunos PHK-nonumepas,
TPaHCKPHOUPYIOLINX T€HbI Y 9YKapHOT.



Tpancasiuusi — cuuThBaHKE (IeKoaupoBaHue) nHopmarmonnoit PHK, pubocomamu (cM.) ¥ TpaHCIHPOBaHUE 3TOrO KOJa
B Oenok. [Iponecce T. Haunnaercs ¢ Toro, uro S-nmumupyromee okonyanue NPHK cesizpiBaercs ¢ pudocomoit. 3arem nPHK
JIBIIKETCS 4epe3 pubocoMy U CIIY)KUT MaTPHLEH [UIsl BCTpauBaHUs aMUHOKHCIIOT B Oerok. Kak Tonbko 5'-nmuaupyronuit
koHer] ”PHK mnpoiiner yepes nepsyro pubocoMy, OH MOXKET CBA3aThCS C JIp. pHOOCOMOIL, Ha KOTOPOil BHOBb OyneT
MPOMCXOAUTH IIOBTOPHOE JEKOAMPOBAHKUE U CUHTE3 Oelika (TpaHciauonHas aMmidukanust). Kak ronsko 3'-nonu(4)xsoct
uPHK BsliizieT 13 nepBoii pub0cOMBbI, BHOBb CHHTE3UPOBAHHBIH OEJIOK OTAEISAeTCs, 8 puOOCOMa MOXKET HauaTh CIEAYOLIMI
ki T. I'pynmupoBka aMUHOKHCIOT B GelIok, ocymecTtsisiemas ¢ nomorusto TPHK, Haunnaercs ¢ amuHOKoHIa (N-KOHeI) 1
3aKaHYMBaeTCsl KapOOKCHITEHBIM KoHIIOM (C-korer). Ha pubocome nmerorcst aBa caiita cBsizpiBanus 1t TPHK: P- ut A4-
caiitel. P-caiit (nentunun TPHK-caiit) cBsasbiBaetr TPHK, koTOpast nmpuxperuisercs K KOHILYy HCXOIHON NMOJIUNENTHAHON LIeH,
a A-caiir (amrHoamn TPHK-caiit) cBs3piBaeT BHOBE nonxozsmtyto TPHK, koropast HeceT ciieayromyto aMUHOKHCIIOTY.
CasizpiBanne kax10if TPHK ¢ aTum calitom obecrieunBaeT criaprBaHie OCHOBAHHH €€ aHTHKOZIOHA (CM.) ©
coorBetcTByromMM KonoHoM MPHK, mBuxkyielica uepes pubocomy. M3menenue ckopocru tpancisuuu uPHK perynupyer
IKCIIPECCHUIO T'EHOB.

TpancnoptHas PHK (1-PHK) — Huskomonekynsapaas PHK (conepskur 75-90 HykieornznoB), obecneunBaromas
MePEHOC AMUHOKUCIIOT K prbdocomam (cM.) 11 BKIrodeHus ux B 6enxu. T-PHK umeror cnenugudeckyo BTOpHUHYO
CTPYKTYPY B BHE “TIHCTa KJI€BEpa”, aHTUKOIOH PACIION0KEH B AHTUKOOHOBOH IETIIE, a HAa 5'-KOHIIE BCET1a HAXOAUTCS
ryanuH (G). AMHHOKHCIIOTHI TprucoeanHstores K 3'-koHiry nocnenoarensHocT CCA B TPHK B pesynbraTe peakumu
aMHHoanuIMpoBaHus. Monens “nucra knesepa’ mis BTopuyHoit ctpykTypbl TPHK npenoxena P. Xommm ¢ corp. B 1965 1.

Tpancpopmamuss — 1. [lepeHoc renernueckoit nHpopmaryy B 6akTepHaIbHbIe KISTKU IIPH IIOMOIIN H30JIHPOBAHHOM
JIHK c ygactuem mim 6e3 ygactust iasmuz (cM.), HO Beeraa Oe3 ydacTusi BUpycoB. 2. Hanpasnennast Moxudukamnuys renoma
KJIETKH C TIOMOIIbIO OUMILEHHON uin pekoMOuHanTHOH JIHK 13 kiieTku p. reHoTHIIa, KOTopast HHTerpupyet (IOrJIomaercs)
B IeHOM MozuduuupyemMoii kinetky. 3. M3mMeHeHre MOpQoIoriuy KIeTKH WK Jp. €€ XapaKTepHCTUK (Harp.,
HEOIUIACTHYECKOr0 POCTa U JIp.), HPOUCXOJIIIIee 10Cie MHTErPAlui HYKJICHHOBON KUCIIOTBI OT OHKOI'€HHBIX BUPYCOB B
KJIETOYHBIN '€HOM, I10C/Ie BO3ACHCTBUS XUMUUECKUMH KaHIEPOreHaM1 WU CrIoHTaHHO (oHKoreHHas T.). 4. Vi3smenenue
HACJIE/ICTBEHHBIX CBOIMCTB KJICTKHU B pe3y/bTaTe NIPOHUKHOBEHHUS B Hee dyxeponHoi JTHK. Bnepsbie oOHapyxeHna B 1928 1. y
THEeBMOKOKKOB @. I'pudpurom.

TpaHcreHHbIe OPraHU3Mbl — OPraHU3MBI, B HACIEICTBEHHbIE CTPYKTYpPBI KOTOPBIX HCKYCCTBEHHO BBE/IEH XOTsl Obl OZIMH
aKTUBHO (PyHKLMOHUPYIOLINII T'€H OT IPYroro opraHu3mMa.

TpanchopMupoBaHHBbIE OPraHU3Mbl — OPraHU3MBI C H3MEHEHHBIMH HACIIEICTBEHHBIMH CBOWCTBAMH B PE3y/bTaTe
MIPOHUKHOBEHHMS B HUX uyxeponHoin JTHK.

Tpunier — KoMOMHALUS U3 TPEX HOCIIEIOBATEIBHO PACIIONOKEHHBIX HYKICOTHIOB B MOJICKYJI€ HyKIICHHOBOH KHCIIOTBI
(cM. Komon).
Y
Yuacrok pacmenyiennss — cM. CaliT pecTpHKIUH.
Yuacrok y3Hapanusa — cM. Caiit y3HaBaHusL.
D
®arn — cm. bakrepuodarm.
DepMeHThI PeCTPHKIMA — CM. PecTpukTassl
deranbHble KJICTKH —  5MOpPHOHAIBHBIC 3apOBIIIEBbIC KIETKH, OTCIAMBAIOIIMECS OT IUIOA M HAaXOIIIUecs B

aMHHOTHYECKOW JKUAKOCTH B BHJE CYCIICH3UHM. JTH KICTKH ITyTeM aMHHOLEeTe3a (CM.) MOXKHO H3BIICYb M3 aMHHOTHYCCKOU
JKUJIKOCTH ISl KYJIbTHBUPOBAHUS M IIPOBEACHHUS KX XPOMOCOMHOI'0, OHOXHMHYECKOI0 U FEHETHYECKOro aHaITH3a.
®eTyc (0T NaT. fetus) — 3apOAbIII.
@uAbLTP U3 HUTPOTUE/LTIONO03HOM MIIEHKH — cM. HuTporemnonosHas (ieHka) MeMOpaHa.

®unrepnpunt JHK (DNA fingerprint) — BbicokocnerduaHble THOPUAN3AIMOHHBIE TIOJIOCH Ha AJIEKTpodoperpaMmax
(punrepnpunr), odpasyrouuecs Kak pe3yabTar noauMophu3Ma JUIMHbI pECTPUKIMOHHBIX PparmeHToB reHomMHol JTHK
(ITAP®D, cm.). ITpuunHoii Takoro noaumopdusma Moryr ObITh MyTallMi B IpeJienax caiita pecTpukiuu (cM.), nosropst JTHK
(MHHU- 1 MHKPOCATEIUIUTBI) U JIp.

®pakuyy ru0puAM30BABIINECS ¢ PAAMOAKTHBHO MeYeHbIM 30HA0M — 4acTb Monekyn JIHK, koropslie mocie
31eKTPohOpeTHIECKOro (ppakIMOHNPOBAHMS KOMIUIEMEHTAPHO CBA3AJINCH C PAMAKTHBHBIM 30HI0M B mpouecce CaysepH-
6J10T TUOPUIN3ALIH.

X

X-Gal — crienmanbHBINA CyOCTpaT, KOTOPBIH paciiernisercss JepMeHToM [-rajlakTo3uaa3on (mponykT reHa lac-Z ) (cm.) ¢
o0Opa3oBaHHEM HEPacTBOPHMOIO OcCasika CHHe-roiyooro sera. IIIMpoko ncrmonbp3yercs B TEHHOW MH)XEHEPHU JUISl JIETEKIUH
(BBIsIBIICHUST) OaKTepUaTbHBIX KOJOHUH COJEepIKaliX IUIa3MHIBI CO BCTpOeHHO# aykepoxHoit JTHK.

XumepHbIe IIa3MuIbl — IUIa3MUIBI cofepxalnye BcraBky (pparment) gyxeponnoii JJHK.

XpomocomHast O6ubaumoreka  (chromosome specific library) — OIUH W3 BUAOB T'€HOMHOH OubiHoTekH (cM.),
UCHOJIb3YEMBIH 01 aHAIM3a TEHOMOB OOJBIIMX Pa3MepoB, HAIp. deloBeka. X. 0. CO3Ial0T KIOHHpOBaHUEM (CM.) (parMeHTOB
JIHK uHOuBHya bHBIX TOMOJOIMUHBIX XPOMOCOM.

q
Yy:xepognast JHK — JIHK kakoro-im0o opranu3ma 1o OTHOLIEHHIO K OpraHU3MY-PEelUIUECHTY.
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DK30HBI (exons) — TIOCIEI0BATENBHOCTH YYKapHOTHBIX IT'€HOB, KOTOPbIE, KaK IPaBIIO, COXPAHAIOTCS MPH IIPOLECCUHTe

(cm.) po-uPHK u obpasyror 3penyro Marpuynyto, win nHpopMmanuonHyto PHK. D., kak mpaBmio, depenyroTcsi ¢ HUTPOHAMHU
(cM.). D. KOAMPYIOT TPH NPHHLUUIUAIBHO Pa3iMuHble (QYHKIMH: a) (QYHKLMIO JHAepa: HEpBbId O. CONEPKUT CHIHAIBI JUISL
MHULUAIMY TPAHCKPUIILMK (CM.) M HOCJIEIOBATENIBHOCTH ¢ (yHKIIMEH, ynpaBiIAomeil IpucoeIMHeHNeM MaTpulibl K pubocoMam
(cm.), u He Tpancmupyercst (cM. Tpancnsauus) B Oenok; 6) ¢ynxuuu matpuisl (MHGOpMamun); O. copepxaT MH(OPMALHIO,
KoTopas obecrieunBaeT oOpa3oBaHHE Oeska U3 OTIEIbHBIX aMHHOKHCIIOT; B) TepMUHHUpYromue GyHkumu (cM. TepMmuHamus):
MOCJIEAHUH 3. BKIIOYAET I0CIE0BAaTEILHOCTH, KoTopble B 3penoil uPHK sBisttorcs curHanoM [uis OKOHYaHUS TPaHCISILUY, a
TaK)Ke TOMOITOIIMMEPHOe afeHmIoBoe okoHuanue (xBoct) — nonu(A) nPHK. Tepmun sk30H npemioxen Y. ['unbeprom B 1978
r.

DKcenpeccusi reHa — peaiu3alys TeHeTHIecKol nHpopManuy, 3akoxuposanHoil B JIHK, myrem ee Tpanckpunimu (cM.) 1

TpaHcisuuy (cM.) uPHK.

duexrpodopes B arapo3Hom rese — MeToq pa3eneHust 3apsHDKCHHBIX OHOIIOTMYECKUX MAaKPOMOJIEKyYl (OeIIKOB,
HYKJICHHOBBIX KUCJIOT ¥ T. JI.) B 3JICKTPHYECKOM I10JIe, Oa3UPYIOIINICA Ha MX PA3INYHH 10 SICKTPUICCKOMY 3apsny,
(bopme 1 pazmepy. MoJieKysIbl METPHPYIOT Yepe3 HHEPTHBIH arapo3HBIi Iellb MO ISHCTBUEM AICKTPUYECKOTO MOJIS.
3. otkphIT @. ®. Peiicom B 1807 r. B 6uonoruu O. Havan ucnoib3oBath A. Tuzennyc, CKOHCTpYUPOBaBILUi EPBbIil
pubop AJ1st 3eKTpodopeTnyeckoro pasaeneHus 6enkos B 30-e rr. XX B.

DuexkTpodopernyeckas KaMepa — 4acThb Ipubopa JULsl IpoBeieHus eKTpodopesa. PasinyaoT BEpTHKANBHYIO 1
TOPU30HTANIBHYIO O.K.

Daonranms (elongation) — ynvHEHUE HYKJICOTUIHOMN LIENH ITyTeM 1o0aBiieHus HoBbIX HykineoTHaoB (JIHK- nim PHK-
CHHTE3) WJIH aMUHOKHCIIOTHOW 1M IyTeM ITPUCOESANHEHHS aMUHOKHCIIOT.

Ituauym 6pomuj (3,8-1uaMuHO-6-3THI-5-pennsipeHaHTPUANYM OpoMua) — (IyopecHUpYIOLINil KpacuTellb
(KaHLIEpOreH), KOTOPBIN 0071a1aeT CHOCOOHOCTBIO MHTEPKAIMPOBATh MKy TapaMu ocHOBaHuUi B ByHuTdaToi JJTHK n
PHK. Kommnekc Hyki1enHOBO# KUCIOTHL ¢ O. 0. dryopecuupyet mog Y@ ceerom. Mcnonb3yercs a1t BU3yallbHOIO
obHapyxeHHs IByHUTHAThIX Moneky JJHK B arapo3HOM u nonuakpuiIaMUIHOM relie (CM.) IpH (i1yopeclieHTHOM
n3irydennd B 590 HM. 3. 6. 03BOJISET POM3BOANTD KOIMYECTBEHHYIO OLICHKY COAEPKAaHUS HYKJICHHOBBIX KHCIIOT B
npenapare.



MOJIEKYJISIPHO-TEHETHUYECKASI XAPAKTEPUCTHKA HEKOTOPBIX HACJIEJICTBEHHBIX
3ABOJIEBAHUM

Boaesnb Tes-Caxca (BTC) (Tay-Sachs desease)— ayrocoMHO-perieccuBHOE 3a00ieBaHKE, KOTOPOE XapaKTepH3yeTcCs
HEJJOCTaTOYHOCTBIO JIM30COMAJIBHOrO (hepMeHTa TIeKco3aMuHuIa3bl-A. B pesynbrare 4ero B HeHWpOHaX HakKalIMBaeTCs
raarano3ns Gy, (B 100-300 pa3 Beime Hopmbl). CHMITOMBI 3a001€BaHMsI HAYMHAIOT MIPOSIBIIATECS B Bo3pacte 5 mecsiueB. s
GOJIBHBIX XapaKTepHbl Makpoledanus U KykoiabHoe JIHo, B 90% ciiydaeB Ha IJIa3HOM JHE B OOJIACTH KENTOrO IATHA CeTYATKU
0OHApY)KMBAETCs BUIIHEBO-KPAaCHOE IATHO. B TepMuHanbHOIN cTaguu GonesHH, KoTopas pa3BUBaeTcs K 3-4 roiaM, HacTyNaer
oJIHas 00e3IBI)KEHHOCTb, TIIyXO0Ta, CIEINOTa, TPOGHUIECKUE HAPYIICHNUs, IeKOPTHKALUA U HACTYHAeT CMEPTh. | eH JIoKaIn30BaH
B 15 xpomocome B cermente 15q13.2. BTC nanGonee yacTo BCTpedyaeTcs B MOMYISIHUAX eBpeeB-amKeHa3n (¢ yacroroi 1:3600
YeIIOBEK).

Boaesns Xantunrrona (BX) (Hantington disease)— ayrocoMHO-TOMUHAHTHOE 3a00JeBaHue, IPU KOTOPOM HMPOUCXOTUT
HeHpoziereHepaTuBHOE PacCTPOHCTBO. Bone3Hb BBIBOAUT M3 CTPOsl HEPBHBIE KJIETKH TOJIOBHOIO MO3ra, M IO Mepe pa3BUTHs
OOJIbHBIE HAYMHAIOT TEPATh KOHTPOJIb HAJ CBOMMH IICHXMYECKUMH M (PU3MUECKUMHU IeHCTBHAMH. BX MOXeT mposBUTHCS B
000M BO3pacTe, HO 00bIYHO ee Hayano Habmronmaercs B nepuon ot 30 no 50 ner. OHa HauMHAET NPOSABIATHCA €O Cla0bIX
CHMITOMOB MOTEPH HaMATH, HEYKIIIOKeCTH, nernpeccud. [lo Mmepe mporpeccupoBanust BX ¢usmdeckoe M ICHXHYECKOE
COCTOSIHME YXYAILIAeTCd M B KOHEYHOM HTOre uepe3 15 Jier mociie MepBbIX CHMIITOMOB HACTYNAeT JieTalbHbId ucxox. I'eH,
orBeTcTBEeHHbIH 32 BX, Ha3piBaeTcst xaHrTHHITHH (Ht), M pacnonokeH B JUCTaNIBHOM 9acTH KOPOTKOT'O IUIeYa XpPOMOCOMEI 4 B
cermente 4p16.2, nmeer BenuuuHy 210 kO 1 KonupyeT 6eoK (XaHITUHTHH) BakHOH (yHKimu. ['eH skcrpeccupyeTcst BO MHOTHX
wierkax ITHC, Ho ¢yHKIus KopupyeMoro UM Oeika He yCTaHOBJIEHA, XOTS HPEJIoNararoT ero BO3MOXKHYIO POJIb B aronTo3e.
I'eH comepXUT TPUHYKICOTHIHBIE IOBTOpsIOIMecs mocnenoBatenbHocTH LIAIT BOmM3M S-koHma. Y  HOpMajbHBIX
nHBHAYyMoB yactora [{AI" moBTopoB cocraBisier ot 0 1o 26. Onnaxo y 6onsHbIX BX wacrora LIAI" moBTOpOB yBeM4MBaeTcs
ot 40 no 120. X — Bctpevaercs ¢ gactoroi 1:10 000 uenosek.

Femopusmua A (hemophilia) — CIEIUVICHHOE C TIIOJIOM peleccUBHOE 3a0oiieBaHHe, XapaKTepH3yIoIleecs
HECBEPTHIBAEMOCTBIO KPOBHU H3-3a Jedunura Oenkooro ¢daxropa koaryssiuu VI (DVIII), KOTOPbIH COCTOMT U3 TPeX JOMEHOB
(A, B, C). I'er ®VIII BenuurHO#M 186 KO HAXOMUTCS B AUCTAIBHOW YacTH JUIMHHOTO IUleda X-XpOMOCOMEBI B cerMeHTe Xq28 n
COCTOMT U3 26 5k30HOB. B rene nmeercs Oonbiuoii 5x30H 14 (3,1 k0), koTopslil Komupyer nomeH B, n 6omnbioit uaTpon 22 (32
k0). V OompHbIX I'. A mpentudummpoBano 6onee 600 paznuynasix Myramuii B rene OVIIL. Okono 75% w3 HHUX SBISIOTCS
TOYKOBBIMH, TIPHYEM MUCCEHC MyTanuH, ciado m3meHsronme 6enok O VI, Be3bIBaloT Msarkue Gopmer ['.A Torna kak HOHCEHC U
C/IBUT' PaMKH CUMTHIBAHUS BBI3BIBAIOT cepbe3Hble popmbl [ A. Jlaxke HoHceHC MyTanust L{['A, npuBoasmas K MOSBICHUIO CTOI-
konoHa TT'A B nosuuuu 2307, BbI3bIBaeT cepbésHyto hopmy I'. A, xotst npu 3Tom Genok O VIII, B HopMme cocrosumii u3 2332
aMMHOKHUCIIOT, yTpauMBaeT TONbKO IociaeqHue 26 aMmuHokucinor. Y 20% OonbHBIX HaiieHa peKyppeHTHas MyTrauus,
BO3HHMKAOIIasl 3a cueT pekomOuHarmu rmocnenosateiasHoctd JJHK B mHTpoHE 22 ¢ rOMONOrMYHOI MOCIENOBATEIbHOCTHIO B
JIPYroM ydactke X-XpOMOCOMBI, B pe3ynbTare 4ero red MVIII pa3pbiBaeTcs HA JIBE YaCTHU, PA3JEICHHbIE MOC/IEI0BATEIBHOCTHIO
B 1000 k6. DTa MyTamus MoIHOCTHIO Ae3akTHBUpyeT reH DVIII u BeI3bIBacT Hauboee cephesHyo popmy I.A.

Kpome I'.A, nonyausiieil Ha3BaHue Hapckoi OomnesHH (T.K. OblIa 0OHApYXeHa y KOpoJieBbl BUKTOPHH 1 MHOT OUHCIICHHBIX
e€ PpOACTBEHHHKOB), cymiecTByeT 3aboneBanne [.B (Oone3ns Xpwmcra), mmeromiee CXOIHBIE CHMIITOMBI, HO BBI3BAHHOE
nedexramu reHa Qakropa Koarysun [X, KoTopelii HAXOAUTCS B IPYroM MecTe X-XpOMOCOMEL. A BcTpeuaeTcs y My»K4UH C
gacrorou 1:5000, a I'.B ¢ wacroroii 1:40000.

Kucro-puopos (K@) (mykoBmeuunos) (cystic fibrosis) — ayToCOMHO-peliec-CHBHOE HAaCIlIe[ICTBEHHOE 3a0oieBaHue.
Belpaxkaercss B NaTONOTMU DK30KPUHHBIX JKenie3 (OpOHXHMAaJbHBIX, IOTOBBIX, CJE3HBIX, CIIOHHBIX, VYIIHBIX), a TaKxKe
TIO/KEITYIOYHOM JKeNe3bl M MEeYEeHH, NPOSBILIONIAsACS B BBIICIECHUN CEKpPEeTa IOBBHIMICHHOH BSI3KOCTH M CONPOBOXKAAIOIIASICS
BTOPUYHBIMH HW3MEHECHUSMH B JIETKHX, IOJDKEIYJOYHOH d>Xeje3e, KUIIeYHHKe. 3abojeBaHHE CBA3aHO C MyTalWed TIeHa,
KOJUMPYIOIIETO PEryIsTOPHBIA Oellok TpaHcMeMOpaHHOH mpoBoguMoctu s moHoB xiopa (CFTR - xucro-¢puOpo3nsiii
TpaHCMeMOpaHHBII PeryNsTop), KOTOPBIA cocTouT U3 1480 aMMHOKHCIIOT, BKIIIOYAET HECKOJIBKO PAa3JIMYHBIX ()yHKIMOHAIBHBIX
JIOMEHOB U SIBIISIETCS Taioke TpaHCHOpTHBIM Oenkom AT®-asel. I'en Cftr Benmmumuoil 2500 HaXoaWTCsS B JUIMHHOM IUlede
xpoMocoMsl 7 B cermente 7q31.3. OH cocrout u3 27 3Kk30HOB U KoxupyeT TpaHckpunt M-PHK Benuuunoit 6,5 k6. M3BectHO
6onee 800 myrammii B rene Cftr. HanGonee yacras myramust (66%), BbI3bIBatoIIas 3T0 3a00JeBaHuUe, SIBISIETCS AeIeHeil KoJoHa
¢benmnananuna B nonoxenun 508 (AF508). K@ Berpeuaercs ¢ yacroroii 1:2500 HABOPOXKACHHBIX.

Muotonnveckast  aucrpopusi (M)  (miotonic  dystrophy) —  ayTOCOMHO-IOMHHAHTHOe  3a0oieBaHHE,
XapakTepu3yrolleecs MPorpecCUpyoLel Aerenepalyeil Ml Ha B3pocibix craausax. ['ene MD nHaxomutcst B xpomocome 19 B
cermenre 19ql. 3aboneBanne MJI BbI3BaHO Myrauueil B rene MD, cBsf3aHHOW ¢ yBeNMYEHMEM YHCIA TPHHYKICOTHIHBIX
noTopoB LITI" 1o 50-200 xomnuii B oin4Ke OT HOPMAJIbHBIX ajliesieil, conepxkamux 5-30 konuii.

Onrnueckas Heiiponatusi Jlebepa (;1edepoBckasi aTpodusi 3pUTeILHOr0 HepBa) — 3a0oJieBaHUE, IPH KOTOPOM y
YeJI0BEKa HApYIIAeTCs LIEHTPAIbHOE 3pEHHE ¢ COXpaHeHHeM nepudepudeckoro. OTHOCUTCS K 3a00JE€BaHUSIM CIOXKHOIO THUIIA
HACJICZIOBAHMs, IIOCKOJIBKY POJOCIOBHBIE HEBO3MOXKHO OOBSICHATH HHM JIOMHHAHTHBIM, HH PELECCHBHBIM XapaKTepoM
Hacie1oBaHus. OTHOCUTENIBHO XOPOLIO COIVIACYeTCsl TOIBKO C U3BECTHBIM (PaKTOM MAaTEPHHCKOrO HACIEIOBaHUS MUTOXOHJIPHH,
0COOCHHO €CIIH JIONOIHUTEIBHO IPEAIONIOKUTh HEMONHYIO NIEHETPAaHTHOCTh. B KauecTBe NpU4MHBI 3a00JICBaHUS OJHO BpeMs
YIIOMUHAIN 1eEeKT MUTOXOHIPHAIBHOTO (hepMeHTa THOCYIb(aT-cynbhoTpanchepasbl.

IurmentHast perunonatus (IIP) — 3a0oneBanue, cBs3aHHOE ¢ MoTeped nepudeprudeckoil 00JIaCTH 3PEHUS WIH JTaKe
MOJTHOM CIIETIOTOH IIPH CYMEpPEYHOM CBETE€ M XapaKTepH3Yolleecs >KeITO-BOCKOBOH OKpackoil 3pauka. HaubGonee uacro
BCTpEYAeTCs ayrOCOMHO-IOMHHaHTHas (opma 3Toro 3a0oneBaHus, BbI3bIBaeMas Oonee deM 100 BumamMum Myramuii B
CTPYKTYPHOM TI'€HE TPaHCMEMOpaHHOro OelKa POJOICHHA, KOTOPBIM sBIsAeTCs (POTOPELENTOPOM JIHEBHOI'O CBETa B KJICTKaX-
najgoukax ceryarku riasa. OnHoi n3 Hambonee 4acThIX MyTalMi sIBIIETCS 3aMeHa IUTO3MHA Ha aJCHUH B KOzloHe 23 reHa
ponoricuHa. B pesynsrate xomon LI mist mponmuna 3amensiercs Ha LIALL i ructuimna. ['eH Oenka poIOICHHA JISKUT B
JUIMHHOM Iuieye XpoMocoMsl 3 B cermenTe 3q21.4. PononcuHOBBINA NOMUIENTU COCTOUT U3 348 aMMHOKHUCIOT M BKIIIOYaeT 7
JIOMEHOB, COJCPIKAIIX YJACTKH CBS3BIBAHMS IS (QYHKIMOHAIBHO BaYKHBIX MOJISKYJI. 7 JIOMEH CBSI3aH CO CBETOUYBCTBUTEIIHLHOMN
MoJieKyioi — xpomodopom. JlanHoe 3a0oneBanus Berpedaercs ¢ yactoroit 1:3500.



CepnoBuano-xierounasi anemusi (CKA) (sickle-cell anemia)— ayrocomHo-penieccBHOe 3a00ieBaHue, 00yCIOBICHHOE
MyTaluuel OfIHOro HYKJICOTH]Ia, YTO BbI3bIBaeT 3aMeHy Tpuiuiera AT Ha I'TT B konone 6 [-rnobunoBoro reHa. B pesynbrare
MPOMCXOAUT 3aMEHa B [3-rJIOOMHOBOH LIETIM INIyTaMHHOBOHM KMCIOTHI Ha BajMH. JlaHHOE aMMHOKUCIIOTHOE 3aMELICHHE CHIIBHO
BIIMSIET Ha PACTBOPHMOCTb M KPHCTAJUIM3ALMIO reMoryioonHa. MyranTHbiii HbS nmonmmepusyercst ¢ oOpa3oBaHueM ITy4KOB U
BOJIOKOH. AHOMasbHble Kpuctamisl HbS Hapymaror crpykTypy MeMOpaHbl 3pUTPOLMTOB U OOYCIIOBIMBAIOT UX CEPIIOBHIHYIO
¢dopmy. CeproBuaHBIE KIETKM YBEIMYUBAIOT BSI3KOCTb KPOBH M MEINAIOT €€ HOPMAJIbHOM LMPKYJISLUM B HEOONBIIMX
KPOBEHOCHBIX COCY/laX M KalMUIIPaX, YTO BBI3bIBAET HEKPO3 OT/ENbHBIX OopraHoB U TkaHedl. CKA cuibHO BeIpakeHa TOIBKO Y
TOMO3HUIOT, TAK KaK Y HUX MOJHOCTBIO OTCYTCTBYeT HOpMaibHbIiH HbA, B TO BpeMst Kak y reTepO3UroT OHa MpOSIBISETCS TOIBKO
B YCIIOBHSIX CHIIbHOM runokcuu. I'ereposurorst HbA/HbS 06nanaror noBbIIEHHOH YCTOHYMBOCTBIO K 3200JI€BaHUIO MATApUCH U
BCIEJCTBHE 3TOro uactora reHa HbS cymiecTBeHHO NOBBIICHA B paliOHaX PacHpOCTPAHEHHS MAIAPUKMHBIX 3a0orneBaHHi
(CpenuzemHomopbe, Bocrounast m 3amamnast Adpuka), rie oHo Berpedaercs ¢ yactoroid 1: 500. I'en, xomupyrommii B-
TJIOOVHOBBIH TOJIMIIETITH], HaXOIUTCS B KOPOTKOM Iuiede XpoMocoMbl 11 B cermente 11pl15.5 u cocTonT m3 Tpex SK30HOB. [-
TJIOOMHOBBII TOJMIIENTHA COCTOUT W3 146 aMHHOKHMCIIOT, 00pa3yrommxX 3 pa3iM4HBIX JoMeHa. J[Ba JOMeHa, COCTOsIIe U3
amuHokucnor 1-30 u 105-146, hopMuUpPYIOT HapY)KHYIO I0BEPXHOCTb MOJIEKYJIBI, B TO BPEMSI KaK TPETHI — BHYTPEHHIOIO.






