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HOACHUTEJIBHASA 3AIIMCKA

DONEKTPOHHBIA y4eOHO-METOAMYECKUN KOMIUIEKC IUCHMIUIUHBI «OCHOBBI
COBPEMEHHOW TE€HETUKH W DKOJIOTMH YEJIOBEKa» COCTaBJI€H B COOTBETCTBUM C
y4e€OHBIM TIJIAHOM YUPEXKICHHs BBICIIEr0 00pa3oBaHUs IS crienuaibHOCTH 1-31
01 01-02 «buonorus (Hay4HO-TIeAroruyeckas JIeATeIbHOCTb)», YTBEPKIECHHBIM
30.06.2008 (peructpammonnbiii Ne G 31-05/y4.), ydeOHBIMH TporpamMMaMi
YUPEKICHHUS BBICIIETO oOpa3oBaHus, YTBEPKIECHHBIMU 28.05.2010
(peructparnmonnbiii Ne ¥ /1-18-2010-740/p. u perucrpammonnsiii Ne ¥V J[-18-2010-
944/p). DT NMOKYMEHTHI IMPHU3BAHBI 03HAKOMHUTH CTYICHTOB C TCHETHYCCKUMU
MEXaHU3MaMM HAacJIeICTBEHHOCTH M W3MEHYMBOCTH YEJIOBEKaj, C' OCHOBAMU
KJIACCUYECKOM " COBPEMEHHOMU IF€HEeTUKHU YeJIOBEKa, a TaKxXe
dbyHIaMEHTANbHBIMU ¥ TPUKJIAIHBIMU JTOCTUKEHUSIMHU.

Oco0oe MecTo wHMeeT CBA3b TIE€HETUKM 4YellOBeKka C  JIpYTUMH
OMOJIOrMYeCKUMHU HayKaMH U Ta POjib, KOTOPYIO UTPAET CEroHs 3Ta JUCIUILIMHA B
Pa3BUTHH T'€HHON MH)XKEHEPUH, OMOTEXHOJIOT MU U METUIAHBI.

Llenvio  y4eOHO-METOIUYECKOTO KOMIUIEKCA “SBIIETCS O3HAKOMIJICHHE
CTYJICHTOB C COBPEMEHHBIMH HAy4YHBIMU 3HAHUAMH O HACIEIACTBEHHOCTH U
U3MEHUYMBOCTU YEJIOBEKa, pa3BUTHE y HUX“, OMOJIOTMYECKOrO MBILUICHHUS;
NOJy4YeHUE CTYACHTaMH 3HaHUM W HaBbIKOB TPUMEHEHHUS MOJYYEHHBIX
(yHIaMEHTaNbHbIX 3HAHUM B O00JACTU \I'€HETHUKHU 4YEIOBEKa B JaJbHEHIIEH
IPAKTUYECKOMN eI TETbHOCTH.

3aoauu y4e0HO-METOJUYECKORO KOMIUIEKCA: O3HAKOMIIEHHE CTYIIEHTOB C
COBPEMEHHBIM COCTOSIHUEM TE@HETHKU YEJIOBEKa; OBJAJEHUEM MaTepHaIbHBIMU
OCHOBAMHM HACJIEACTBEHHOCTH\M U3MEHUMBOCTU YEJIOBEKA; U3yUYEHUE CTPYKTYPHI U
(GyHKIMK TeHa, NPUHIMIIOB M METOJOB T'€HETHYECKOro aHajiu3a, TEOpUH WU
OPaKTHUKH MyTareHe3a, MyTareHHbIX 3(()EKTOB MPUPOJHBIX U AHTPOIOTICHHBIX
dbakTopoB; M3y4YEHUE \ NMPUHIIMIOB T'E€HETUYECKON WHKEHEPUHU, TEHETUKH
NOMYJISUMH, TEHeTHMYECKMX OCHOB OHBOJIIOIUMU U AHTPOIIOI€HE3a; YCBOEHUE
NPUHIMIIOB Opradu3anuu jadopaTopHbix pabor mo BeigeneHuto JIHK, TIL[P-
aHamu3zy W ‘reab-ayekTpodopesy, TpeOOBaHUN TEXHUKM O€30MacHOCTH TMpHU
OpOBEACHUI, TaOOpaTOpHBIX padoT; (opmupoBaHHME YMEHUN W TPHOOpETEHUE
HABBIKOB IeHETUYECKUX UCCIIEIOBAaHUM.

B cTpykTypHOM OTHOLIEHUH y4€OHO-METOJUYECKUN KOMILUIEKC BKJIIOYAET B
cebsi) 4eThIpe pasjienia: TeOPETUUECKHM, MPAKTHUECKUH, pa3aesl KOHTPOJIs 3HAHUM,
BCITOMOTraTeIbHBbIH.

Teopemuueckuti pazoen CONEPKUT JIEKLIMOHHBIA MaTepuaj, BKIOYAIOIUN B
cedss B cooTBeTcTBUM ¢ yueOHoWM mporpammor 10 Tem (20 wdwacos),
OpelHa3HAYeHHbIX JUIsl  ayAUTOPHOM pabOTBl CO  CTyIEHTaMH  (JIEKIIMHU
npernojaasarens — 16 4acoB) U caMOCTOSATENBHOI'O U3YUEHUS TEM, BHIHECEHHBIX 32
pamku ayautopHbix yacoB (YCP — 4 wyacoB). Uepe3 coaepkaHue JaHHBIX TEM
CTYIEHTbl MOIyT HOJYYUTb 3HAaHUSA 10 TE€HETUYECKUM OCOOEHHOCTSIM
BOCIIPOM3BEACHUS YEJIOBEKAa, MCIOJIb30BAHUIO SKCIEPUMEHTANIbHBIX MOJENEeH Ha
KJIETOYHOM M CYOKJIETOYHOM YPOBHE, META0OIMYECKUM MYTSAM, MPOSBICHHUIO
(yHIaMEHTaNbHBIX CBOMCTB OpraHM3Ma - HACJIEICTBEHHOCTH U W3MEHUYMBOCTH



HA BCEX YPOBHSAX OpraHu3alud KUBOTO (MOJICKYJISIPHOM, KJIETOYHOM,
OPraHU3MEHHOM U TOMYJISIIMOHHOM), IPUYWHAM TOSBJICHUST aHOMAJIMI pa3BUTHS,
IPUHIMIIAM opranu3aiuu padot no [11{P-ananuzy.

Ilpaxmuueckuii pazoen BKIOYAET B ce€0s B COOTBETCTBUU C YYEOHBIM
IUIAHOM JIMCUUIUIMHBI 7 mpakthdeckux 3ausatuit (14 yacos). Ilpu mpoBeneHun
NPAKTUUECKUX  3aHSITUH  UCHOJB3YIOTCS  JEMOHCTpPAllMOHHBIE  MaTepUallbl,
pa3HOOOpa3HbIN pa3aTOYHBIN MaTepual, TaOIUIbl M PUCYHKH.

Pa3zoen konmponsa 3nanuti 1€1€co00pa3HO MPOBOAUTH B (hopme TeKyllero
KOHTPOJISI 3HAHWM Ha NPAKTUUYECKUX 3aHSATHUAX, KOJIJIOKBUYMOB, TEETOBOIO
KOMITBIOTEPHOTO KOHTPOJIA MO TeMaM W paszfienam kypca. s oOrieil, olleHKu
YCBOGHHUS CTyJ€eHTaMu y4eOHOro Marepuaja pPEKOMEHAYETcs . BBEACHUE
PEUTHHTOBON CHUCTEMBI.

BcnomocamenvHuiti mamepuan coaepKUT HEOOXOIUMbIE ATEMEHThHI y4eOHO-
IPOrPaMMHOM JOKYMEHTAIMH: YYEOHYI0 TporpamMmy Mo AucCIuILIinHe «OCHOBBI
COBPEMEHHOW TE€HETUKH M HKOJOTHUU 4YEeJIOBEKa» YyUpexaeHHs 0O0pa3oBaHUs C
MOSICHUTENILHON 3alTMCKOM U cojiepKaHueM ydeOHoro marepuaia. Kpome 3Toro, B
JAHHOM pa3/iesiec UMEETCsl JOMOJHUTENbHBIM MatTepral, KOTOPBhII MOXKET ObITh
UCIIONIb30BaH TNPU YTEHUU JIEKUUH, NTPOBEICHUM", MPAKTHUECKUX 3aHATUH U
OpTaHM3aIMH CAMOCTOSITEIILHON yIpaBiIsieMOi paGOTHI CTYACHTOB.

DONEeKTPOHHBIA Y4EeOHO-METOIMUECKHI, KOMILIEKC IUCHMILTUHBI «OCHOBBI
COBPEMEHHOU T€HETUKH W DKOJIOTHU YEJIOBEKA» aJIpecyeTcs CTyIEHTaM TPEThEro
Kypca AHEBHOUM (HOopMBI OOYUECHHS U YETBEPTOrO Kypca 3a04HOi (hopmMbl 00ydeHHS
cenuanbHocT 1-31 01 01-02 «buomorust (HayyHO-Tieqaroruueckas JaesTelb-
HOCTB )».
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10 KnonupoBaHue 4yeaoBeKa U KHUBOTHBIX



1.1 IEPEYEHb TEOPETHYECKOI'O MATEPHAJIA

JIEKIIUA 1. BBEAEHHUE. 3APOXJIEHUE T'EHETUKHN YE-
JIOBEKA

1. ITpenmer, nienu 1 3a1a4u Kypca

2. Uctopus ucciaenoBaHus TCHETHKY YEIOBEKa

3. CBs3b TEHETHKH YEJIOBEKA C APYTUMHU HAYKAMHU.

4. 3HaueHUE U NIEPCIIEKTUBBI PA3BUTHS TCHETUKH YEJIOBEKA

1. Ipeamer, 1eJiv M 3aa4M Kypca

['eHeTHKa YeloBeKa HM3y4daeT 3aKOHOMEPHOCTH HACJCIOBAHHUS HOP-
MaJIbHBIX Y MATOJIOTHYECKUX TPU3HAKOB M 3aBUCUMOCTH UX TIPOSBICHUS OT
reHOTHIA B (PaKTOPOB BHEITHEH CPE/Ibl.

[lempto  Kypca  SBIAETCS ~ O3HAKOMIICHHE )€ + MOJICKYJISIPHO-
TeHETUYECKUMHU TEXHOJIOTHSIMU U JJOCTHKEHUSIMU COBPEMEHHON T€HETHKHU.

3aadyaMu 3TON AUCITUTUTHHBI SIBIISICTCS:

- 03HAKOMJICHHE C COBPEMEHHBIM COCTOSIHHEM T'€HETHKH YelIOBEeKa U
€€ JTIOCTHKEHUSIMH,

- OCBOCHHE METOJI0OB COBPEMEHHOFO.I'CHCTHYECKOTO aHAIN3a;

- (hopMupoBaHUE TIPEACTABICHUM © TIpoOIeMax U JOCTIKCHUSIX BaXK-
HEUIITNX HaMpPaBJICHUH reHeTHYeCKUX UCCIIeIOBaHUH.

W3y4yeHne reHeTUKH Y4eIQBEKA CBA3aHO C PSIAOM 0COOEHHOCTEN U 00b-
€KTUBHBIX TPYIHOCTEM:

1) Cl10)KHBIN KapUOTHII ~+ MHOT'O XPOMOCOM M TPYIIIN CICIUICHHUS; 3Ta
mpobJieMa B KaKOH-TONMEPE pa3periaeTcs 3a CYeT BO3MOXKHOCTU HJICHTH-
buIMpoBaTh XpOMOCOMBI YeIOBeKa mociie ux auddepeHnuaibsHoi oKpac-
KU,

2) [1o31HEE OJI0BOE CO3PEBAHUE U PEJIKAas CMEHA IMOKOJICHUH;

3) Majio€\KOJIMYECTBO MOTOMKOB; 3TO MPEMITCTBHE MOXKET OBITh Ipe-
OJI0JICHQ “IIOAO0POM B OOJIBIIUX MOMYJSIUAX MHOTHX CXOJHBIX OpayHBIX
nap,i.aHajiu30M HacJIe0BaHUS MPU3HAKOB HA OOJIBIIIOM MaTepHale.

4)HeBO3MOKHOCTh JKCHEPUMECHTUPOBAHHS;, Bpad HE HMEET IpaBa
BMCEHINBATLCS B (POpPMHUpOBaHHE OpadHbIX Map, HO, €CJIIM WHTEPECYIOIIHE
Bpaya JIFOJM BCTYIUIIU B Opak, OH MOXKET HaONIOAaTh 3a HACIEAOBAaHUEM
ONpeIeJICHHBIX TPU3HAKOB.

5) HeB03MOXKHOCTE CO371aHHS OJIMHAKOBBIX YCIOBUH JKH3HH.

HecmoTpsi Ha mepeyuciieHHbIe CIOKHOCTH, T€HETHKA YeJIOBEKa H3Yy-
YeHa Ha MOPSIOK JIydllle, YeM Te€HeTHKa MHOTHUX OPTaHHU3MOB (HaIrpumep,
MJICKOMUTAIONINX). DTOMY CIOCOOCTBOBAJIM PACTYIIHE MOTPEOHOCTU Me-
JULMHBI U pa3HOOOpa3re COBPEMEHHBIX METOJIOB HCCIIEOBAHMSL.




2. UcTopus ucciie10BAHNS T€HETHKH YeJ0BeKa

MHorue uccnenoBaresii U Bpauu eule 3a10aro 1o I'. Menaens B xoue
MHOT'OJIETHUX HAOJIOJICHUN BBISBIISUIM PsiJl HACIEACTBEHHBIX OTKJIOHEHHI
y YEJIOBEKA W MPEANPUHUMAIN MOMBITKH YCTAHOBUTH XAPAKTEP UX HACIIE-
JIOBaHMS.

[lepBble TOCTOBEPHO JOKYMEHTHUPOBAHHBIE OMHCAHUS JOMUHAHTHOTO
(MOMUAAKTUINY, T.€. HMIECTUNAIOCTH) U PELIECCUBHOTO (aIbOMHU3MaA, OT*
CyTCTBUE MUTMEHTAa) npusHakoB, oTHOcATCS K XVIII B. u cnenansl dpan-
y3ckuM ydeHbiM [1. MonepTron.

Uto kacaercs reMoWINM — MATOJIOTUU C OOJIee CIIOKHBIM-XapaKTe-
poM HacnenoBaHus, To eimie B IV B. 10 H.3. y IpeBHUX eBpeeB B Tanmye
YKa3bIBAJIOCh Ha OMACHOCTh OOpEe3aHus KpallHEeH TIOTH Y HOBOPOXKIECHHBIX
MaJIbYMKOB, CTaplire OpaThsd KOTOPBIX WM JASAM 110 MaTEPUHCKOW JTUHUU
ctpagatotr kpoBoTeueHueM. B Xl yxe Hameit spel apabckuii Bpau AJib-
["apaBu onmcan HECKOJIBKO JAEPEBEHCKUX CEMEW, B KOTOPHIX MHOTHE MYXK-
YUHBI CTpaJalidi KPOBOTOUYMBOCTHIO. AHalornyHele cemeiictea B Becrda-
muu B XVIII B o6Hapyxun Hemernkuii Bpau PoBy B cBoeM (pyHmameHTanb-
HOM Tpyzae "O HaclleICTBEHHOW CKIIOHHOCTH K' CMEPTENBHBIM KPOBOTEYE-
Husm" (1820 r.) memenkuii npodeccop. meaniinabl K. Hacce 0006mun Bce
M3BECTHBIC €My YKa3aHHUsS Ha 3TO 3a00jeBaHHe U CHOPMYITHMPOBAT 3aKOH:
3a00J€BaHME OTMEUYAETCA TOJBKO Y ‘MaJIbUUKOB, a MEpPEJacTcsl uepe3 uX
Marepeu U cecTep.

' l'Ibep-JIyI/i Mopnépnon I'perop MenaeJusn

B 1814 r. Beia kuura JiongoHckoro Bpava J[. Amamca "Tpakrart o
MIpEeIoIaraéMbIX HaCcJlEeJACTBEHHBIX CBOMCTBAaX 00Je3HEH, OCHOBAHHBIM Ha
KIMHUYecKoM HabmoaeHun". I1o3ke oHa OblLla mepen3iana 1Mo Ha3BaHU-
eM "®unocoCKui TpakTaT O HACIEJACTBEHHBIX CBOMCTBAaX YEJIOBEYECKOM
pacel". DTOT TPy CTald MEPBBIM CIPABOYHUKOM JIJII TEHETHYECKOTO KOH-
cynbTHpOBaHusA. B HeM Anmame chopMynrpoBai MHOTHE BayKHBIC TTPUHITHU-



bl MEIMIIUHCKON TeHeTukH: "bpaku cpeaum poACTBEHHUKOB IMOBBIIIAIOT
4acTOTy CEMEHHBIX (T.e. perneccuBHbIX) OosesHeil", "HacnenctBeHHbie
(ToMUHAHTHBIE) OOJIE3HU HE BCET/Ia MPOSBILIIOTCS Cpa3y MOCIe POXKIACHUS,
HO MOTYT pa3BUBaThCS B 10OOM Bo3pacte", "He Bce BpoxkaeHHbIE 001€3HU
SIBJISIFOTCSL HACJICACTBEHHBIMH, YacTh U3 HUX CBsi3aHA C BHYTPUYTPOOHBIM
MOpaKeHHUEM TUIoja (Hampumep, 3a cuet cudumca)”.

. & o
®pencuc I'aabToH qua.ﬂbn I'ppon

B 1866 r. B Poccunu Boia kaura B.M, @nopunckoro "YcoBepuieH-
CTBOBaHHUE M BBIPOXKJCHUE YesoBeYecKoro, pofia". B ero monorpaduu ObL1
MOJHAT W TPABWIBHO OCBEIIECH PSIApBOAPOCOB MEIMIIMHCKON T€HETHKH.
Hanpumep oH TOYHO yKa3all Ha HACNEACTBEHHBIA XapaKTep MHOTHUX MaTO-
Jorui (TITyXOHEMOTHI, albOMHU3MA, 3asubeil T'yObl, MOPOKOB Pa3BUTHUS
HEPBHOW TPYOKHM) U Bpe.l OJIM3KOPOICTBEHHBIX OpaKoB.

B nocnennen yerBepTinXI1X B. BECOMBIN BKJIaJ B Pa3BUTHUE IT'€HETUKHU
yejoBeka BHeC aHriauuckuii ouonor ®. lNanbToH, AHanmu3upys Hacie-
CTBEHHOCTb PsiJia CEMEM, OH MPUIIET K BbIBOJY, YTO MICUXUYECKHUE OCOOCH-
HOCTH 4eJIoBeKa QOYCHOBIICHBI HE TOJBKO YCIOBUSIMH CPEJbl, HO U Hace/-
cTBeHHBbIMU (hakTopamu. OH BIIepBbIe MPUMEHUI OJIM3HEIIOBBIM METO JJIsI
M3YUYEHHUS POJU epPe/lbl U HACIEACTBEHHOCTH B Pa3BUTHUH MPU3HAKOB U pa3-
paboTa, psif CTAaTUCTUYECKUX METOJI0B, CPEAN KOTOPHIX Hanbojee BaKeH
METOI Koppesiiuii. DTU pabOThl 3AJI0KUIIA OCHOBY JJIsl OYIYIIETO pa3BU-
TUs TéHeTnKy 4yenoBeka. [lomuMo 3Toro ['alibTOH cTall pogOHAYAIBHUKOM
€BFCHYIKA — HAyKd O HACJEICTBEHHOM 3J0pPOBBE YEJIOBEKA M IMYTIX €ro
VILYUIIIEHUS.

Oco06oro BHUMaHHMs 3aCIy>)KHBAIOT HCCJIEIOBAaHUS WM3BECTHOTO aH-
rIMicKkoro Bpava-knuHuicta A. I'sppoga 1857 — 1936 rr.), Takke BHEC-
IIETO CYIIECTBEHHBIN BKJIA]] B U3y4eHUE MPOOJIEMbI TCHETUKHU YEIOBEKA.

Ero pabora "PacnpocTpaHeHHOCTh alKaNTOHYpUU: HU3YYEHHE XUMHU-
YeCKUX 0COOEHHOCTeN" Heclia psa HOBBIX Uieh. ['3ppos nmepBbIM 00HaApY-
KU B3aMMOCBSI3h MEXKAY TeHaMUd U (PepMEHTaMH, OTKPBUI BPOKICHHBIC



HapyiieHuss oOMeHa BEIIECTB U MOJIOKIII Ha4uallo OMOXUMUYECKOU TeHEeTH-
ke. B HacTosiee Bpemsi M3ydeHUE HACJIEACTBEHHBIX Oosie3Held oOMeHa
BEILIECTB — HAaM0O0JIee aKTyalIbHbIN pa3/iesl FEHETUKU YEI0BEKa.

Tpyner Apgamca, ['sppona, u apyrux Bpayed — HCCleOBaTeled He
ObUTH OIIEHEHBI MPU HMX XU3HU. buosorn oOpamaiu mMajio BHUMAHUSI Ha
paboThl MeauKoB. M3ydeHue HaACIENCTBEHHOCTH MPOBOAMIOCH TJIABHBIM
obpa3om Ha pacteHusx. K coxanenuto, I'. MeHmemnto, Kak U JIpyTruM yue=
HbIM, PaOOTaBIIUM C PACTUTEIbHBIMU OOBEKTAMH, HE OBLIM H3BECTHBI
JAHHBIE 110 TEHETHUKE YeJ0BeKa. B MPOTUBHOM cllydae OTKpPBITHE 3aKOHOB
T€HETHUKHU MOTJIO ObI MPOU30MTU 3HAYM3HAYUTEIHHO PaHbIIIE.

B 1865 r. yBunena cBer 3HamMeHuTas paboTa 4YemicKoro; yuenoro I
Mennens "OnsIThl HaJ paCTUTENBHBIMU THOpUAaAMU". 3aKOHBL, “OTKPHITHIC
UM, OCTAaBAJINCh HE3aMEUYEHHBIMM B TeueHue 35 neT u Tojbko B 1900 r.
obsutn niepeoTkpbIThl K. Koppencom (I'epmanus), 3. Yepmakom (ABcTpusi)
ul'. ne ®puzom (I'ommanaus). C Tex mop 3aKOHOMEPHOCTH HACTEOBAHMS,
OTKpBITBIE MeHeneM, OonpeAessiioT Pa3BUTHE, COBPEMEHHOW T'€HETHUKH,
BKJIFOYAsl U TEHETUKY YEJIOBEKA.

N3yuas HacineqoBaHMs MPU3HAKOB y Topoxa, . Menaens ycTaHOBUI
TPH 3aKOHA:

1. 3akoH equHOOOpa3wsi THOPUIOB.IEPBOTO TIOKOJICHHUS;

2. 3aK0H paclIemieHus BO BTOPOM MOKoJIeHUH 10 peHotumy 3:1 (ipu
MOHOTHOPUHOM CKPEIINBAHUK);

3. 3aKOH HE3aBUCHUMOTQ HACIIEJOBAHHS ITPU3HAKOB.

VYcemex 4enickoro y4eHORO ObUT CBsI3aH € pa3pabOTKON MPUHIMITAAI b-
HO HOBOT'O METOJInYecKero noaxoaa. OH: — BBEJ B HAYKY HOBBIA TMOpUJIO-
JIOTUYECKHUM METO I, BBIOPaB ISl M3YYCHUSI KOHTPACTHBIE TTaphl MPU3HAKOB;
— MPOBOJIWJI CTPOTUM KOJWYECTBEHHBIN Y4YET M3y4aeMbIX MPU3HAKOB, UTO
MO3BOJIIIO OOHAPYKUTh CTATUCTUYECKUE 3aKOHOMEPHOCTHU HACJIEI0BaHUS;
— aHAIM3HPYS 3TU 3aKOHOMEPHOCTH, IPUIIEN K BBIBOAY, YTO 3apO/IblIIIe-
BbI€ KJICTKU HECYT HAOOp MPU3HAKOB, KOTOPBIE MOTYT OBITh OMPEJEICHBI C
MMOMOIIBFY CKPEIIMBAHUMN.

OmbiTel ['. MeHaenst u caenaHHble U3 HUX BBIBOAbI CTANIM MPEANOCHLI-
KOW,JUIsl CO31aHusI TEOPUU I'€HAa — OCHOBBI COBPEMEHHOW TeHeTUKH, a 1900
T,'— TOJl BTOPUYHOTO OTKPBITUS 3aKOHOB MEHHENs — CUUTAETCs] roJ0M
poXaeHUs reHeTuku. HasBanue HOBOM Hayke Obuio jgaHo B 1906 1. aH-
mMiickuM ydeHbIM B.baTcoHoM (J1at. geneo — mopoxkpaaro), a B 1909 r.
NaTCcKkui reHeTuK B. MoranHCeH NpenyioxKuil Takue BaKHbIE T€HETUYECKUE
TEPMUHBI, KaK I'€H, TeHOTHUII U (DEHOTHII.

B 1903 r. amepukanckuii antponosior ®apadu, nzyuasi pogoCcioBHbIE
B HECKOJIBKUX TTOKOJICHUSX, BIIEPBhIE YCTAHOBUJ, YTO OpaxuaakTuiaus (Ko-



POTKOIAJIOCTh) Yy YEJIOBEKAa HACJIEAYyeTCs MO ayTOCOMHO-IIOMHUHAHTHOMY
tumy. Y3 310l paboThI cie0Bal BHIBOJ O CIIPABEIJIMBOCTH MEHICJIEBCKUX
3aKOHOB M JUIS YEJIOBEKA.

“« /

Kapa JIaﬁI(mTeﬁHep ®enukc bepHuTeiin

B 1900 r. K Jlanamreiinep onucai cucteMy rpyfimkposu ABO.

B 1924 r. ®@. bepumreiin ycranoswi, uto ABO-cuctema rpynn kpoBu
KOHTPOJIUPYETCSI CEpUEll MHOXKECTBEHHBIX ajuielleld 0JHOTro Jiokyca. Cry-
cts 26 net B 1940 roay K. JlannmreitnepoMm u, A. Bunepom Obu1 00HaApY-
xeH pesyc-paktop (Rh) u nokazaHo, 4To réMONIUTHYECKAS JKEITyXa HOBO-
POXKIACHHBIX BO3HUKAET M3-32 UMMYHOQJIOFHUYECKON HECOBMECTUMOCTH Ma-
TE€PU U MUIOJA. DTU OTKPBITUS TAKXKE YKa3bIBaJld HA MPUMEHUMOCTh 3aKO-
HOB MeHiensl K HacaeJ0BaHUIO-HPHU3HAKOB Y YEJIOBEKa.

B 20 rr. XX Beka Hayafia MHTEHCUBHO Pa3BUBATHCSI OTEUECTBEHHAS
reHetuka. [loa BIuUsSHUEM WIEW €BreHHKH, KOTOpas MOJy4yusia HIMPOKOE
pacrnpocTpaHnenue B psie crtpad EBponbl (Aurnus, @pannus, ['epmanus) u
Awmepuke B 1921 r. 8 Mockse H.K. Konb1ioBeIM Ob1II0 Oprann3oBaHo Pyc-
CKO€ eBrennueckoe oodiectso, B 1922 r. B Ilerporpazge 0. A. ®ununyen-
KO co3aai bropo noreBreHuke. OTu OpraHu3alud OPUEHTUPOBAINCH HA CY-
ry0o Hay4HbI€ “337aud B OTJIMYME OT EBICHMUYECKUX OOIIECTB APYTrUX
crpad. H.K\Konpnos, 10.A. OunummyeHko U Apyrue y4eHbl€ IPOBOAWIH
pabOTHI \IIO0 TEHETHUKE OJAPEHHOCTH, M3ydas POJOCIOBHBIC BBIIAFOIITUXCS
muyHoeTrer. OHAKO 3TH UCCIEIOBAHUS TPEIIUIU METOAMYECKUMHU OIINO-
Kamu; TIPOTUBOPEUUSIMU, OTPECICHHBIM MPUMUTUBU3MOM. BMmecTe ¢ Tem
OBLTM B €BIrEHHYECKHX paboTax M MOJOXHTelbHbIe MOMEHTH. Tak, H.K.
KosbrioB 1 0. A. @UIUITYEHKO NPaBUIBHO CTAaBHIIM BONPOC O 3HAYECHUU
COIIMAJILHBIX YCIIOBUM B peasin3aliii UHAUBUIYaJIbHBIX OCOOCHHOCTEH Ue-
JIOBEKA, TMOJHOCThIO OTBEPraJii HACWIBCTBEHHBIM MYTh YIy4YIICHUS
HACJIEJCTBEHHOCTH 4enoBeka. KpoMe Toro, cuiiaMm COBETCKUMX €BIE€HHKOB
ObLIM cOOpaHbl POJOCIOBHBIE BBIIAIOIIMXCA JHUYHOCTEN, Hanpumep, A.C.
ITymikuna, JI.H. Tonctoro, A.M. I'opbkoro, ®@.N. [lansnuna u ap.



Koabnos Hukonaii Koncrantunopny  ®@uwimnyenko FOpuii Anexkcanaposny

K xonmy 20-x rogoB €BreHUYECKHUE HMCCIIEIOBaHUS B HaWICH cTpaHe
ObLTH TIpekpareHsl. [lagana ee monyIsspHOCTh U B APYrux cTpaHax (Kpome
I'epmanun). YUnciio eBreHMueKrux 0O0IIeCTB OBICTPO YMEHBIIAIOCH, KypHa-
JIbI 3aKPBIBAIMCH WJTU NIEPEUMEHOBBIBAIIUCH.

Konenr 20-x — Hadano 30-X IT. O3HAMEHOBAIUCh 3HAYUTEIHLHBIMU
ycrexaMu B pPa3BUTHM TE€HETHKU. Pojunach W ‘Crana oOIenpu3HaHHOMN
XpPOMOCOMHAsI TEOPHsS HACIEACTBEHHOCTH, \OBLJIO YCTaHOBJICHO, YTO
HACJICICTBEHHOCTh CBfA3aHa C I'€HaMH, JIOKAJM30BAaHHBIMU B XPOMOCOMAax
KJIETOYHBIX SIZIEP, YTO T'€Hbl B XPOMOECOMAX PAaCIOJIO0XKEHBI JIMHEHHO U 00-
Pa3yroT IPYIIIbI CHEIJICHMUS.

B aToT X*€ mepuona co3maercs MmomyJsLUOHHAs TeHETHUKA. bosbiion
BKJIaA B pasutue 3roro pasmena BHecnu C.C. Yersepukos, P. @umep,
H.IT. 1younun u J.1. Boyam‘eB, JIx. E. Xonmen u ap.

N

YerBepukos Cepreii CepreeBna JAyounun Huxonaii IlerpoBuy

B psne ctpaH, B TOM 4ucie B Halled, HAYMHAECT PA3BUBATHCS MEJIU-
nuHckas redetuka. C 1932 mo 1937 rr. paGotanm MOCKOBCKUN MEIHKO-
ouonornueckuii wHCTUTYT uUM. M. [oppkoro (mo3gnee — Menuko-
reHeTUuYeckuil UHCTUTYT), Bo3riaBisgeMbiid C. I'. Jleutom. Ilpu Hem ObLn
opranu3oBaH L{eHTp OIM3HENOBBIX UCCIICIOBAHUMN.

3nech U3ydanuch 00J€3HU C HACIECTBEHHBIM MPEAPACTIONOKEHUEM —



nuabeT, si3BeHHasl OO0JIC3Hb, allJIeprus, THIEPTOHUYECKas OOJC3Hb U Mp.
Bosbiiol nHTEpeC MMENH IUTOTEHETUYECKUE PadOThI MO WAESHTU(DUKAIIUN
IIEPBBIX XPOMOCOM 4esioBeka. Oco00ro YIIOMHHAHUS 3aCTyKUBAIOT TPYIBI
TaJIaHTJIMBOI'O T€HETUKA U KIMHUIMcTa-HeBpoHaroJiora C.H. JlaBunenkoBa
1880-1961). OH mepBbIM MOCTaBUJ BOMPOC O TE€TEPOTCHHOCTH HACIE]-
CTBEHHBIX 3a00JIEBaHMN M Hayaj MPOBOJUTH MEJIUKO-TEHETHUYECKOE KOH-
CYJIbTUPOBaHUE.

K konny 30-x rr. XX B. HHTEPEC K I'€HETUKE YEJOBEKAa Hadal CHH-
#atbcsi. COKPAaTWIIOCh U OCTABAIOCHh HU3KUM A0 Hadana 50-X IT. KeJuc-
CTBO OIMyOJIMKOBAHHBIX PadOT.

B Coserckom Coro3e ¢ MpuxoJ0M K BJIACTH B OMOJOTHUUYECKOU HayKe
T.J. JIbICeHKO BC€ T€HETMYECKHE HCCIICA0BaHMs, BKIIOYas- i, UCCICI0BA-
HUS 110 TEHETHKE YeloBeKa, ObUIM 3ampelieHbl. [ eHeTuka Oblia 0ObsIBICHA
"mxenaykoit". AsrycroBckas ceccuss BACXHWIL -1948 r.) nHanecna
OTPOMHBIN BPEJl TCOPETUUECKUM U MPAKTUYECKUM TOCTHIKECHUSIM T'€HETH-
KM, yrBepauB aHtuHayuyHble uneun T.J1.JIeiceHko. Takoe mosoxkeHue co-
XPaHsIOCh A0 Havyana 60-X IT.

Bo3poxaeHne COBETCKON I'eHETUUECKOM HayKu Ha4yajaoCh MOCJE pas3-
obsiaueHust "yueHus" JIbICEHKO W TUIQ MO, HYTH Pa3BUTUS MEIULMHCKON
reHeTuku. B 1964 r. 6pu1 n3pan yueOnuk B.I1. 3pponmcona mo menumn-
cKoil reHeTuke, B 1969 r. oTkpblt MHCTUTYT MEAUIIMHCKON T€HETUKH MO/
pykoBojctBoMm H.II. bBoukosa- (B Hacrosimee Bpemss — HaydHo-
HCCIIEIOBATENIbCKUI LIEHTp MeauimHcKko renetuku PAMH), rae Haua-
JIMCh IIMPOKUE HUCCICIOBAHMS MO MHOTMM HAIMPABJICHUSIM MEIUIIMHCKOU
TCHETHKU.

B 1949 r. amepukauckuii xumuk JI.ITonmuHr mokasan, 4to cepnoBH/I-
HOKJIETOYHAsl aHeMHs - 3a00JI€BaHUE MPU KOTOPOM JPUTPOLUTHI UMEIOT
HEOOBIUHYIO ,CeprioBUIHYI0 (opmy, oTkpbiToe B 1910 1., BBI3BIBAaETCS
HaJIMIUEM, B \TaKUX IpUTpoIUTax naedexkTHoro remoriooOunHa. ITockombky
MOJIEKYJIa TeMOTJIOOMHA B3POCJIOr0 YEJIOBEKAa COCTOUT M3 UeThIpeX OeKo-
BBIX IIEMeH: JBYX O-IeTNel U IBYX [-Iierei, ObII caeiaaH BBIBOJ, UTO CEp-
MOBUJIHOKJICTOUHAsI aHEMHS TMPEJCTaBIsseT coOOM '"MOJEKYJsIpHYI Oo0-
Je3Hb".

B 50-x rr. noJiy4aroT mMUpPOKOE Pa3BUTHE MCCIEAOBAHUSA 10 pagualu-
OHHOU re”eTuke yenoBeka. Emie B 1927 r. aMepUKaHCKUN HCCIIEN0BATEb
I'. Meutep yCTaHOBUII CUIIBHOE MYTareHHOE JI€CTBUE PEHTICHOBCKUX JIY-
Yyei. ITO OTKPBHITHE MOKA3aJI0 OTIACHOCTHh OOJYYSHHSI MOJIOBBIX KJIETOK Ye-
JIOBEKa JJIs TTOCIEAYIONIUX MMOKOJICHUMN, B CHITY YEro 4eJIOBeKY KaK 0ObeK-
Ty FT€HETUYECKUX UCCIICIOBAHUMN CTANIO YACIATHCS 0O0JIbIIIE BHUMAHUS.

C 1959 no 1962 rr. Koau4YecTBO MyOJIHKAIMI, CHMIIO3MYMOB, KOH(De-



pPEHIIMI TI0 TeHETHKE 4eloBeKka ObICTpo Bo3pacrtajno. ClIUsHUE T€HETHKH,
IIUTOJIOTUM, ITUTOTEHETUKU, OUOXUMUM CIIOCOOCTBOBANIO (HhOPMUPOBAHUIO
KIIMHAYECKOW TEHETUKH. Y CUITUSIMH YYC€HBIX ObljIa MOATBEPKIACHA TeTepo-
T€HHOCTh HACJIEICTBEHHBIX MATOJOTHIM, KOT/1a OJUH U TOT ke (heHoTun 6o-
JIe3HH OO0YCIIOBJIEH M3MEHEHHEM pa3HbIX OelKoB. TpyIHO NEPEOLICHUTH
BAXXHOCTh 3TOTO OTKPBITUSA MJI1 JHATHOCTHKHW, JIEYEHUS U MEIUKO-
T€HETUYECKOTO KOHCYIbTUPOBAHUS HACIIEACTBEHHBIX 00JIe3HEH.

B 1944 r. ObL10 J1IOCTOBEPHO YCTaHOBJIEHO, UTO Iepejada HacieM-
CTBEHHOW WH(OpMAIMU CBs3aHA C JE30KCUPHOOHYKIEHHOBON KHETOTOM
(JAHK). DT0 OTKpBITHE SIBUJIOCH MOIIHBIM (PAKTOPOM, CTUMYJIHPYIOIIUM
M3Yy4YEHUE HACIIECTBEHHOCTH Ha MOJIEKYJISIPHOM ypOBHE. A Osiarogaps co-
3panuto B 1953 r. 1. Yorconom u ®@. Kpukom mMoaenn MakpoMoOIEKyJIsp-
HOMl cTpykTypbl JJHK, Hauanmock yriyOieHHOE M3ydeHHE \MOJEKYJISIPHOM,
OMOXMMHUYECKON 1 UMMYHOT'€HETHUKHU YEJIOBEKA.

YO6eautenbHblld IpuMep 3HaUYeHUs HyHIAAMEHTANbHBIX UCCIEAOBaHUMN
JUTSL IPAKTUYECKOTO 3PAaBOOXPAHECHUS] TA€T UCTOPUs Pa3BUTHUS LIUTOT€HE-
tukd. B 1956 1. X. Tuo u A. JleBaH ycTaHOBHJIM, YTO B KJIETKAX YEJIOBEKA
conepxutcs 46 XpoMoCcoM, a CIyCTs TPH £0j1a ObUTH OTKPBITHl XPOMOCOM-
Hble 00se3HU yenoBeka. B 1959 r. JIxk. Jlexk€H ycTaHOBUII ITUTOTEHETHUY €-
CKYIO KapTUHY BO3HUKHOBEHUSI cuHapoma [layHa (Tpucomus no 21-i xpo-
Mocome.). B 3To ke BpeMs HECKOJIBKO YYEHBIX HIASHTU(PUIMPOBAIA Ha
XpOMOCOMHOM ypoBHe cunApoM-Tepuepa (XO) u cunapom Kaitndpenbre-
pa (XXY). OnHoBpeMeHHO Oblia OnpeeieHa poib Y -XpOMOCOMEI B OIpe-
NEJEHUH T10J1a YEIOBEKA.

B 1960 r. P. MypXen ‘¢ koJuieraMu pa3padoTajii METO/ KyJIbTUBUPO-
BaHUA JUMPOIUTOB TEPUPEPUIESCKON KPOBH ISl TTOTydeHUsT MeTada3HbIX
XpPOMOCOM YE€JIOBEK4, YTO MO3BOJIMIIO OOHAPYKUBATh MyTallUd XpPOMOCOM,
XapaKTepHbIC Uil ONMpPEACIICHHBIX HACJIEICTBEHHBIX Ooje3Heil. [Ipyrum
BaYKHBIM OTKPBITHEM JJII PA3BUTHS IUTOIC€HETUKHU YEJIOBEKA SBUJIACH Pa3-
paboTkas ME€To/10B AuddepeHInaTbHOl OKpacku XpoMocoM. bmaropaps
eMy cTajla BO3MOXXHAa HACHTH(UKAINSI KaKIO0H XpPOMOCOMBI YeJIOBEKa, a
ATO PE3KO MOBBICKJIO PA3PEIIAIOIIYI0 CTOCOOHOCTh IIUTOTEHETUYECKUX Me-
TOJIOB.

Enie oqHuM 3TanoM pa3BUTHs COBPEMEHHOM T€HETUKHU YEJIOBEKA SIBU-
JIOCh KapTUPOBAHHUE U JIOKAIU3AlMs T€HOB B XpPOMOCOMax yejoBeka. [[o-
CTHUXKEHUSI [IUTOTCHETUKU, TEHETUKU COMATHUYECKUX KJIETOK, YBEIUYECHUE
YHUCJIa TEHETUYECKUX MapKepOB CIOCOOCTBOBAIN YCICHTHOMY H3YYEHUIO
IpYII cUEIJIeHHus. B HacTosiiee BpeMs y 4eNOBEKa yCTAaHOBIIEHO 23 rpy1-
Ibl CIENJICHUA. DTU JaHHBIE HAIUIM HEMOCPEICTBEHHOE MPUMEHEHUE B
JIUArHOCTUKE HACIEJCTBEHHBIX 3a00JI€BaHUM W MEIMKO-TEHETUYECKOM



KOHCYJIbTUPOBAHHUM.

TecHast cBsI3b COBPEMEHHOM T€HETUKU C XUMHEH, (PU3UKOU, OMOXUMU-
elt, pu3mosioruen, IKoorueH, hapMakoJOTUe U APYTUMH HAyKAMH CIIO-
cOoOCTBOBaIa MOSIBJICHUIO HOBBIX Pa3felIOB I'€HETUKU: LUTOT€HETUKHU, pa-
JUAIMOHHON T€HETUKHU, UMMYHOTE€HETHKH, (PapMaKOT€HETHUKHU, YKOJIOTHYe-
CKOM T€HETHKH.

Bo BTopo# nosioBuHe XX B. Hauajla MHTEHCUBHO PAa3BUBATHCS MOJIE™
KyJIsipHasi FEHETUKA U TeHHasl HHXKEeHepus, ObUIH pa3pabOoTaHbl METObI (1 C=
KYCCTBEHHOT'O M ()€pMEHTATUBHOTO CHHTe3a TeHOB. B 1969 r. nnauiickuii
yueHsblil . KapaHo BriepBbie OCYIIECTBHII UCKYCCTBEHHBIN CHUHTE3, FEHA. C
ITIOMOUIBI0 T€HHOW WHYKEHEPHUM IOJy4€HBbl NCKYCCTBEHHBIE I'€Hbl UHCYJIU-
Ha, UHTepdEpOHa, COMATOTPONUHA U Ap. DTU AOCTUKECHHS OTKPHIBAIOT
OOJbIINE TEPCIEeKTUBBl B JAMArHOCTUKE, MPOPUIAKTUKE U JIEYEHUU
HaCJIEJACTBEHHBIX O0JIE3HEN YEIOBEKa.

I'epman Meanep i(l.)aa,‘ %ap foﬁnﬂn

Bo3MoxkHOCTH \MONEKYJISIPHON T€HETUKH M Pa3BUTHUE COBPEMEHHBIX
MeTo10B padoTel€ JHK Hammm npumeHnenue s penieHus MpakKTHIECKUX
3aJ1a4 MEIUIIMHCKON I'eHETHKU.

Koner, X X“B. 03HaMEHOBaH pa3padOTKON M HAYajIOM OCYIIECTBICHUS
IrpaHAMO3HOU MEXIyHapoaHOU mporpammel "['eHom denoBeka'. Ee 3amaua
— HW3YYCHIE T€HOMA YEJIOBEKa, BKJIOYAash KapTUPOBAHHUE XPOMOCOM U Ce-
kBeHupoBanue ux JIHK, onpenenenne noHoN HyKJIEOTHIHOW MOCIIEN0BA-
TENBHOCTH T'€HOMA, COCTOSIIEr0 U3 TPEX MIJIIMAPAOB Nap HYKIOTUAOB. B
paMKax 3TOW MpOTrpaMMbl pa3padaThIBAIOTCS METOJbl JUATHOCTUKHU U Jie-
deHusl HACIICJICTBEHHBIX OosiesHed. B Hacrosiee Bpemsi yXe BO3MOXKHA
JIHK-nuarnoctuka 6osnee 100 HacnencrBeHHbIX JedekToB. B Hemamekom
OymyImieM CTaHeT PealbHOCTHIO TeHOTepamus Hambojee pacrmpoCTpaHCH-
HBIX 0OJIE3HEH UenoBeKa, MaToreHe3 KOTOPhIX yKe U3BECTEH.

N




3. CBSI3b T€HETUKM YeJIOBEKA C IPYTMMH HAYKAMU

Kak u mro0ast Hayka, TeHETUKA YEJIOBEKa HE MOXKET pPa3BUBAThCS Ca-
MOCTOSITEIIBHO, BHE CBA3H C APYTUMH HaykaMu. OHA TOCTOSHHO 3aUMCTBY-
€T 3HAHMS U JOCTIKCHHS APYruX Hayk. B mepByro odepens HEOOXOIUMO
OTMETUTh TECHYIO CBSI3b T'€HETHUKH YEJIOBEKA C ABOJIOIUOHHBIM YUYEHHUEM
Y. /lapBuHa, HEOTHEMIIEMON YaCThKO KOTOPOTrO OHA SBISIETCS. OCHOBHBIMU
KPUTEPUSIMHU 3BOJIOLMH SABISIOTCA: U3MEHUYHUBOCTb, HACJIEACTBEHHOCTh M
€CTECTBEHHBIN OTOOp. ['eHeTHKa YenoBeKa TakKe M3ydaeT dTU SBJICHUS U
MIOMOTAET MOHSTHh U OOBSICHUTH C HAYYHOU TOUKH 3PEHUS MHOTHE BOHMPOCHI

3BOJIKOIINUN.
I'eneTnka
YeJI0BeKa

EVlonexymlpnan Guonom% [ I'ennas uRKeHepHs ] ( Mepununa

{ JBOJIIOIHOHHOE Yuenue

Kpome TOoro, renetuka 4esoBeka MPOYHO CBA3aHA C MOJIEKYJIAPHOMN
Oounosorueil. ITo MPOUCXOIUT MOTOMY, UYTO BCE, PUBHOIOTUYECKUE TTPOLIEC-
Cbl B OPraHU3ME YEJIIOBEKa MPOXOISIT HAa MOQJICKYJISIPHOM YPOBHE M MOJA
KOHTPOJIEM T'€HOMA.

B nocnennee Bpems, Oiarogaps MnosBACHUIO METOJIOB, TTO3BOJISIONINX
MMPOBOJAUTH MAaHUMYJISIIMA C TEHAMU, BO3POCHA CBSI3b YCHETHUKHU YEJIOBEKA C
T€HHOW MHXCHEPHEH.

HenocpencrBenHasi cBsI3p” U~ B3aUMOBJIMSAHUE TCHETUKU YEJIOBEKA U
MEJIUIIMHBI cTanu B niociegiue, 40 ner onpenensronuMu (pakropamu ax-
TUBHOI'O M3YYEHUS HACHEACTBEHHOCTHU YEJIOBEKA U pPeajn3aluu UX JOCTH-
KECHUU B MIPAKTUKE. DTO; MPEXKIAE BCET0O MHOTOUUCIICHHBIE UCCIEIOBAHUS B
00J1acTH BUPYCO-TEHETUYECKON TEOPUN BOSHUKHOBEHUSI 3JI0KAYECTBEHHBIX
OIYXOJIeH, OMBIThL/C TPO(aroBol TPaHCAYKIIMEH MOITBEPIUIN BO3MOXK-
HOCTh ()YHKIIMOHUPOBAHUSI T€HOB MPOCTHIX OPraHU3MOB B KJI€TKaX MJIEKO-
MUATAOIINX, BKJIKOYAs KIIETKHA Y€JIOBEKA U JIp.

be3“nopeysennueHrss MOKHO CKa3aTh, YTO, HApSAy C MOJIEKYJISPHOU
IF€HETUKOM, TeHETHKa 4YeJIOBeKa OTHOCHUTCS K HamboJjiee MpOorpeccupyro-
MM pa3/esiaM TeHETHUKU B LeJIoM. Ee ucciieioBaHusl MPOCTUPAKOTCS OT
OMOXMMHUYECKOTO /10 MOMYJAIMOHHOTO, C BKIOYEHUEM KJIETOYHOTO U Op-
TAaHU3MEHHOI'O YPOBHEN.

4. 3HavyeHMe U NEPCNIEKTUBLI PA3BUTHA T€eHETHKH YeJ0BeKa

['eHeTnKa YeMOBEKA M3Yy4aeT HACJIECACTBEHHOCTh U M3MEHUYUBOCTH Y
YEJIOBEKA HAa BCEX YPOBHAX €r0 OPraHU3alMU U CYIIECTBOBAHHUS: MOJICKY-
JSIPHOM, KJIETOYHOM, OPraHU3MEHHOM W MOMyJISUHUOHHOM. CoBpeMEeHHas
reHeTHKa yelloBeKa 0a3upyeTcs Ha 3aKOHAaX KJIACCUYECKOM T'e€HETrwKH, KO-
TOPBIE UMEIOT YHUBEPCAJIBbHOE 3HAUYCHHUE. Tak ke, KaK B KIIACCUYECKOU Te-




HETHKE, MOSIBIECHUE U CTAHOBIICHUE KOTOPOU CBSI3aHO C M3YYEHHUEM Hacle-
JIOBaHUSI MYTallMOHHBIX M3MEHEHUU B MOMYJSIIUSIX TOpoxa, APO30(UIIbI,
MBIIIU U IPYTUX IKCIEPUMEHTAIbHBIX 00OBEKTOB HCCIIE0BAaHUS, OCHOBHBIC
JTOCTHKEHHSI B TEHETHKE 4elloBeKa OOYCJIOBJICHBI aHAJIM30M MPHUPOJBI U
XapaKkTepa HacJIeIOBaHUsI MYTAIIMOHHBIX U3MEHEHUH Y YeJIOBEKa.

B nocnegnue rojibl BRISIBIIEHO, YTO CIIOHTAHHAsI HACJIEACTBEHHAs U3-
MEHYMBOCTh BEChbMa BBICOKA - B TEUCHUE KU3HU YEJIOBEKA MPUOTUZUTEIIb
HO y 70% Ironeil pean3yroTcs T€ WIA UHBbIE HACIEACTBEHHbIE OOJIE3HH,
Takum o6pazom, y OOJBITUHCTBA JIIOJIEH B TEUCHUE WX KU3HU MPOSBISCT-
Csl XOTs OBl OIHO CEPHE3HOE TEHETUUYECKU OOYCIOBIEHHOE OTKIOHCHHUE OT
HOPMBI, CHMXXAIOIIEE MPOJOJDKUTEIIBHOCTh JKU3HU 4YeNIOBEKay MO CpaBHE-
HUIO C HOPMOM MO0 MEIIAIIee ero HOPMATbHON KU3HEACITENHHOCTH U
paborocnocoObHocTr. M3yueHrne MOJEKyIsIpHON TPHUPOJbL, TAKUX T€HETH-
YECKUX M3MEHEHMI, aHallu3 3aKOHOMEPHOCTEH WX HAcielIOBaHUs, OIlEHKA
UX PaCIpOCTPAHEHHOCTH B PA3JIUYHBIX MOMYJSLUIX.UETOBEKA, U3YUEHUE
POJIM MYTareHHbIX (haKTOPOB OKPY’KAIOIIEH CPeibl B BOZMOKHOM H3MEHE-
HUU CTIOHTAaHHOTO YPOBHS MYTareHe3a y 4eJiOBeKa OTHOCATCS K HamboJiee
BQXHBIM HaIpaBJiICHUSIM HCCIEJOBAaHUN B OONACTH T€HETUKH YEJIOBEKa.
Onupasich Ha 3TU (PyHIaMEHTaJbHbIC 3HAHWSA, MEIUIMHCKAs TEHETUKa
pa3pabaThIBaCT METOJIBI TMATHOCTUKH, JCUCHUS U MPO(IIAKTUKNA HACTIE-
CTBEHHOU MAaTOJIOTHH, CBSI3aHHOW C “UIMPOKHUM CIIEKTPOM MEHJIEJIIEBCKUX,
XPOMOCOMHBIX U MYJbTU(PAKTOPHAIIBHBIX HACJIECICTBEHHBIX O0JIC3HEH.

CoBpeMEeHHBIN 3Tan pPa3BUTHUSI TEHETUKU YEIOBEKAa XapaKTepHU3yeTCs
CTPEMUTEIILHBIM MTPOTPECCOM, HAIIIUX 3HAHUK O MOJIEKYJIIPHOM CTPOEHUU
T€HETUYECKOTO MaTephaids 1 O MeXaHu3Max MyTareHeza. HarmsaHbiMm
IPUMEPOM TIPOrpecea; B- 00JIaCTU TEHETHKU YeJIOBEKa SIBIAIOTCS YCIEXU
peanu3anuu MexXayHapoaHOM nporpaMmsbl "['eHoMm venoBeka'. MHTEHCUB-
HOE M3Y4YCHUE HACICACTBEHHBIX 00JIe3HEN B KJIMHUKAX MHOTHUX CTpaH yBe-
o K 1998 1 ux yucno noutu 10 9000 (B 1966 1 ObUIO M3Y4EHO TOIBKO
okojio 1500\nacnencTBeHHbIX Ooise3Hei). s 6onee yem 3900 u3 3Tux
HEJIYTOB W3y4Y€HA JIOKAIN3aI1sl MyTAaHTHBIX T€HOB B XpOMOCOMAax M IPOBe-
IEH MOJIEKYJISIPHBIM aHAJIN3 NPOJYKTOB HUX JNESITEABHOCTU. DTH JOCTHXKE-
HUS, TIOCTAaBUJIM HA HOBYIO OCHOBY pa3pabOTKy METOJOB JHArHOCTUKU
HACJICACTBEHHBIX 00JIe3HEH, X MPODUIAKTHKY U TEHOTEPAIIUU.

B cBsi3u ¢ BO3pacTarIUM 3arpsi3HEHUEM OKPYKAKOUIEN CPEAbL, OCO-
OCHHO CBSI3aHHBIM C paJMAIMOHHBIM 3arpsi3HEHUEM II€JIbIX PETHUOHOB B pe-
3yabTaTe UepHOOBUTLCKOM aBapuu, sIACPHBIX B3PHIBOB HA MOJUTOHAX U Jie-
ATENBHOCTBHIO MPEANPUATUNA ANEPHOTO TOIUIMBHOTO LIMKJIA, BAXKHOE 3HAYeE-
HUE TNpUoOpeTaeT pa3paboTKa METONOB OLIEHKHM TIE€HETUYECKUX IOCIe]-
CTBUU TAKOT'O 3arpsA3HEHUS ISl TPSIAYIINX OKOJICHUM.
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JIEKIIUA 2. MEPBBIE OTKPBITBIE AYTOCOMHBIE U
CHEIIVIEHHBIE C I1IOJIOM HACJIEACTBEHHBIE ITPU3HAKH

1. IlepBbI€ OTKPBITBIE ayTOCOMHBIE TPU3HAKU YETIOBEKA
2. TlepBble OTKPBITHIE MPU3HAKHU CLIECTUICHHBIE C MTOJIOM
3. Kimaccudukamus 3adoneBaHuii 4emoBeKa

1. [lepBble OTKPBITHIE AYTOCOMHbIE IIPU3HAKHU YeJI0BEKA

Y denoBeka MO TMOHSATHBIM TPUYMHAM HEBO3MOXXHBI KOHTPO-
Jupyemble cKkpemuBaHus. KpoMe Toro, yucio AeTed B ceMbe, Kak ‘HpaBU-
70, ObiBaeT HeOonbmMM. [t TOro 4YTOOBI J0OKa3aTh (dyTOCOMHO-
JOMUHAHTHBIA WJIM ayTOCOMHO-PELIECCUBHBIN XapaKTep HacJIeOBaHUs 3a-
OoJneBaHus, HEOOXOAUMO CcOOpaTh TOCTATOYHO OOJIBIIOE \UUCIO CeMeil ¢
OOJIBIIIMM YHCIIOM J€Tel B 3TUX ceMbsiX. Ecnu ydecTh, 4TO aOCOIIOTHOE
OONBIIMHCTBO HACJIEACTBEHHBIX 3a00JI€BaHUI BCTPEYALTCS PEIKO, TO CTa-
HOBUTCSI SICHO, UTO 4Yallle BCEro MEIUIIMHCKOMY TEHETHKY MPUXOIUTCS
MOJIb30BaThCS YIPOIIEHHBIMUA TPEOOBAHUSIMHU, K JHOKa3aTEILCTBAM OIpeie-
JICHHOTO THUIa HacJIeIOBaHMs. DTU YNPOUICHHbIE TPEOOBAHUS BBITEKAIOT,
0JIHaKO, U3 MEHJEICBCKUX MpaBuil HaciaenoBanus. [IpaBunbHo OyAeT cka-
3aTh, YTO 3aKJIIOYEHHE MPU TAKOM THUME\aHAIN3a CBOAUTCA K TOMY, YTO B
UCCJIEIyEeMOM POJOCIOBHOM cerperamus Toro Wil MHOTO 3a00JIeBaHUSI HE
MIPOTUBOPEUYUT ONPEACICHHOMY MEH/IEJIEBCKOMY THUITY HACJI€IOBAHUSI.

AymocomHo-00MunaHmHuelil MUN HAC1E006AHUAL.

Tun HacnenoBaHUA ;HA3BIBAETCS JOMUHAHTHBIM, €CJIM JJISI Pa3BUTHUS
00JIe3HU J10CTAaTOYHO OMHOFO MYTaHTHOI'O ajuielisi B T'€HOTHUIIE (T€TepO3u-
roTHoe cocTosinue) \IIpu ayTOCOMHO-IOMHHAHTHOM THUIIE€ HACJIEIOBAHUS
MYTaHTHBIA T€H HaXOIUTCA B ayTocoMe. MyTaHTHBIN ajlielib B 3TOM CIY-
yae 0003HaYaeTcs | Kak A, HOpMaJbHbIA — KaK a. OOBIYHO OOJILHBIE T€TEPO-
3uroThl (Ad) I'oMo3urotsl (AA), UMEIONIME ABAa MATOJOTUYECKHUX AILIES,
B OOJIBIIIMHCTBE CJIY4aeB HEXXU3HECITOCOOHBI.

JInsKiaccuyeckor poaOCIOBHON ¢ ayTOCOMHO-AOMUHAHTHBIM TUIIOM
HacsaeoBaHus (pUCYHOK 2.1) xapakTepHO clieayroliee:

1. Bosbiioe Koan4ecTBO OOJIBHBIX B POIOCIOBHOM.

2. [Ipu3Hak mepegaeTcsi OT OJTHOTO U3 POJUTENCH MOTOMKaM Oe3 Tpo-
MyCKa MOKOJIEHUH («BepTUKaJIbHAS) nepenaya 0oJe3Hu). Y O0IbHOro pe-
OeHKa, KaK MpaBuiIo0, OOJIEH OJIUH U3 POJIUTEIICH.

3. CooTHomieHre OOJIBHBIX MYKYMH U KEHIIUH MPUMEPHO OJMHAKO-

BOC.

4. bonpHbIE MYKUYHMHBI ¥ KEHIIUHBI IEpeaatoT 00NEe3Hb AETSIM 000€ro
110J1a C OJJUHAKOBOM BEPOSTHOCTBIO.
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Pucynok 2.1 — PonocjioBHasi IpH ayTOCOMHO-TOMHUHAHTHOM THIIE HACJIETOBAHUS
NpU3HAKA

5. CooTHomIeHne OOJBHBIX U 3I0POBBIX IOTOMKOB OOJBHOTO POAUTE-
75t 6;m3ko K 50 % : 50 %, 1. €. B OOTBHIMHCTBE CIy4aeB, €CIM OJUH U3 PO-
nutenei 0oseH (Aa), a BTOpoi 370pOB, TO BEPOSITHOCTh POXKACHUSI 0O0JTb-
HOro pedeHka coctapisiet 50 %.

P ? Aa X d aa
G A, a a
F, Aa; aa

50 9% ©onbHBI 50 % 310pOBBI
6. Y 310pOBBIX POJUTEIEH BCE AETH 310POBBI.

P ? aa X d aa
G a a
F, aa

100 % 300pOBBI

PonociioBHbIE NpU TOMWHAHTHOM THII€ HACJIEIOBAHHUS MOTYT OTJIH-
YaThCsl OT KJIACCHYECKHX B CICAYIONIUX CIydasx:

1. Bo3MOXHO poxjeHue peOeHKa ¢ JOMUHAHTHBIM 3a00JICBaHUEM Y
3I0POBBIX POAMTENEH. ITO 0OYCIOBICHO MO0 HOBOM TeHEPAaTUBHOU MY-
TaIMel y OAHOTO M3 poauTenei (Jaie oTma), MO0 COMaTUYECKON MyTa-
e y sMOprona. OcoOCHHO XapakTepHa TaKas CHTYAIMs IS TSKEIIBIX
3a00J1€BaHUN CO CHMIKEHHUEM PENPOIYKTUBHOM CIIOCOOHOCTH WM JIETallb-
HBIX JIJIS JIeTel paHHETo Bo3pacTa (MPaKTUYCCKH BCE CIyYad B IMOIYIISIIUN
SBJISIIOTCS PE3yJbTaTOM HOBBIX MyTamuii). PokneHne HECKOIbKUX 00JTh-



HBIX JIeTed y 3I0POBBIX POJIUTENCH MOXKET ObITh OOYCIOBIEHO TOHAIHBIM
MO3aUIIU3MOM y OJJHOTO U3 POJUTENIEH.

2. JInsi AOMUHAHTHBIX MPU3HAKOB XapaKTE€pPHA HEIMOJHAs MEHETPAHT-
HOCTh U BapbUPYIOIIas 3KCIPecCUBHOCTh. [IeHeTpaHTHOCTh — yacToTa (e-
HOTHUIIUYECKOTO TMPOSIBJICHUS JOMUHAHTHOro TreHa. OHa ompexaensercs
MPOLEHTOM OOJIBHBIX CPEJI BCEX HOCUTEJIEH 3TOT0 IOMUHAHTHOTO aJlIess
B MONyJsiiuu. B ciyyae HEMoJHON MEHETPAHTHOCTU I'eH OO0JIE3HU MOXKET
OBITh yHACJEJOBaH, HO He MposiBisieTcs ¢eHotunuuecku. [loHsTHE IKCE-
MIPECCUBHOCTH AHAJIOTUYHO TOHSTHUIO TSXKECTH OoJie3HU. Bapbupyiowas
AKCIPECCUBHOCTh OTPAXKAET PA3HYIO CTENEHb (PEHOTUMNYECKOTQ-IPOsBIIE-
HUs pu3Haka.llpy HEMONMHOM MEHETPAHTHOCTU M BAPbUPYIOIIECH IKCIIPEC-
CUBHOCTH B POJOCIOBHON C JOMHHAHTHO HAacCIleyeMbIM-~3a005eBaHUEM
MOTYT MOSIBUTHCS «POITYCKU» NOKOJIEHUN.

3. HexoTopeblie 3a001€BaHUs NPOSBIIIOTCS HE C MOMEHTA POKJICHHUS, a
B OoJsiee mo31HEM Bo3pacTe (Harpumep, B3pocias popma MOJIUKHUCTO3a TO-
4yeK, Xxopes XaHTUHITOHA, HacieacTBeHHas (opma,0one3nu AlblreimMe-
pa). B 3TOoM ciydyae B MOMEHT COCTaBJI€HUS POJOCIOBHON HOCUTEh JOMU-
HAHTHOTO T€Ha MOXET ObITh 3/I0pOB, U 0€3-,mpumenenus: metonos JIHK-
JUArHOCTUKHU JOCTOBEPHOE MEAMKO-TEHETHUECKOE KOHCYJIbTHPOBAHUE HE-
BO3MOHO. IHOT]a reTepOo3uroTHble HOEUTENU r'eHa MOrudarT 10 KIUHU-
yeckoM MaHudecTanuu 00Jie3HH, OTWIIPUYMH, HE CBA3AHHBIX C Hacle-
CTBEHHBIM 3200JICBaHUEM.

4. Ecnu wmyrtamusi 3arparuBaeT MPU3HAKH, OTPAHUYEHHBIE I10JIOM
(HampuMep aHOMAJIMM MATKW), TO MOPaKEHbI OYIyT JHUIla TOJBKO OJTHOTO
nosa. TskecTh TeueHUs, 007e3HN MOXKET TakKe ONPEAEAThHCS MOJIOM Po-
TUTEINSI, OT KOTOPOLO.yHacCIe10BaHa 00J1€3Hb, WU T0JIOM OOJBLHOTO.

[lepBbie omnucaHusi HACJIEACTBEHHBIX ayTOCOMHO-IOMHUHAHTHBIX IPHU-
3HaKoB uenoBeka marupyroTcss XVIIL B. u cBsi3aHbl ¢ (paHIy3CKUM Yyue-
HbM 1. MotrepTiou.

THonuoaxkmunust.

B 1745 rony B I'onnanguun Moneption uzaan kaury «Hayunas Bene-
pa, unu PaccyxneHus o Hauane Jrojae u KUBOTHBIX» («Vénus physique,
ou ‘Une dissertation sur I’origine des hommes, et des animaux»). B Heit on
MpeAcTaéT KaK OJUH U3 HanboJee MepeOBbIX MBICIUTENEH CBOETO BpeMe-
HU, PELIUTEIbHO BBICTYNMUBIIMN NpoTUB mpedopmusma. OnuckiBas Oec-
YUCJICHHBIE «YaCTHUIIbI», KOTOPHIC MJIABAIOT B )KEHCKOW U MYXKCKOM <OKU]I-
KOCTSIX», CMEIIUBAIOTCS MPU OIUIOJAOTBOPEHUU M 00pa3yloT B pe3yJbTare
AMOpHOH, MomepTION MOKa3bIBAET, YTO HOBBIM OpraHu3M HacjenyeT Mpu-
3HAKUA KaXI0ro U3 poaurener. B kauecTBe nmpumepa, MOATBEPKIAAIOLIETO
JaHHYIO TOYKY 3peHus, MomepTion aHaM3upyeT TeHEea o0 O€ PIMHCKOM



CEMbH, Y MHOTMX YJIEHOB KOTOPOU NPOSIBIISUIACH MyTalUsl C JTOMUHAHTHBIM
TUIIOM HAaclieJOBaHUs — nonuaakTuins. CylecTByeT JBa TUIMA MOJIHJIAK-
TWINK: TANT A — MPU KOTOPOM JIOMOJHUTENbHBIN MHanen ()yHKIIMOHAJEH,
TUIl B — KOT1a TONOJIHUTENBHBIN MaJlel] HEIOPAa3BUT U MPEICTABISAET KOXK-
HBIH BeIpOCT. YacToTa BcTpeuaemoctu 3aboneBanus ot 1:3000 mo 1:650.

AymocomHo-peueceusHnvliit mun Haci1e008aHuA.
AyTOCOMHO-PELIECCUBHBIN TUI HACIEAOBAaHMS XAPAKTEPUZYETCS TEM,
YTO MYTAHTHBIA-I'€H MPOSBISET CBOE JEHCTBUE TOJIBKO B FOMO3UTOTHOM
COCTOSIHUM, @ FETEPO3UTOTHI (PEHOTUNTUYECKU HE OTJIMYAKOTCS. OT HOPMaJlb-
HBIX Tomogurer. I'en Oosie3HM 0003HA4aeTCsl KaK PEIECCUBHBIA T'EH a,
HOPMQJIBHBIN TeH — A . BOJIbHBIE UMEIOT T€HOTHUI aa , 3I0pOBbIe — AA unu
Aa._B rerepo3urotHoM cocTosiHuu (Aa) reéH MOXET Mepe/iaBaThbCs U3 IMO-
KOQJICHUS B MMOKOJICHUE, HE TIPOSBIISISCh eHOTUNnYecKU. [lepBriit 60s1bHOM
MOXET MOSIBUTHCA Y€pPEe3 MHOTHE MOKOJIEHUSI MOCIe BO3SHUKHOBEHUSI MyTa-
MU, B CiIy4ae, Korga 006a poautens OyIyT TeTepO3UTOTHBIMUA HOCUTEIISIMU
TOTO K€ CAMOr0 T'€Ha.
JInst perieccuBHO HaclieyeMbIX 00Jie3HEH XapaKTepHa IMOJIHas MeHe-
TPAHTHOCTb, BAPbUPYIOIIAs SKCIIPECCUBHOCTh BCTPEYAETCS PEIKO.
PonocioBHblE € ayTOCOMHO-PELIECCUBHBIM THUIIOM HacCJlEAOBaHUSA
(pUCYHOK 2.2) XapaKTEPU3YIOTCS CIASAYIOITUMU 0COOSHHOCTSIMH:



[ e
O e O
m

IV
| 2

Pucynox 2.2 — Pogoc/jioBHasI IPH Ay TOCOMHO-PELECCHBHOM THIIE HACJIEI0BAHUS
NPU3HAKA

1. Manoe kom4ecTBO OOJIbHBIX B POJOCIOBHOM (MeHbIIE 25 %).

2. My>XYHHBI 1 KESHIIUHBI 00JICIOT OIMHAKOBO YacToO.

3. Ponutenu 6obHOTO peOeHKA ©OBIYHO 37I0POBBI U SBIISIOTCS T'eTE-
PO3UTOTHBIMHA HOCHUTEJISIMU TeHa (Aa).

4. B MHOTrOZETHOW CEMBE MOKET OBITH OOJBIIE OIHOTO OOJILHOTO
pebenka. boseroT B o0CHOBHOM CHOCHI, a HE POJIUTENIN-ACTH KaK IIPU JTOMHU-
HAaHTHOM HAcCJIeI0BaHUM (HACICHOBAHNE «II0 TOPU3OHTAIIN).

5.V rerepo3uroTHBIX pOAUTENICH PUCK POXKISHUS OOJBHOTO peOeHKa
coctaBimsieT 25 %. BHMHOT'OJETHBIX CEMBSIX COOTHOIICHHE 3J0POBBIX U
OOJIbHBIX JieTel npuosmxKaercs k 3 : 1.

P~ Aa X J Aa
G-’ A, a A, a
F, AA; Aa; Aa; aa
75 % 310pOBbI 25 9 DOJIBLHEI

6. OT GOJILHOTO POAUTEINS POKIAIOTCS 3I0pOBBIE AeTH (AA X aa).

P RAA X daa
G 4 a
F, Aa; 100 % 310pOBbI

7. Ecnu 607bHBI 002 pouTes, Bce JeTH OyayT OOIbHBI.



P 2 aa X d aa
G a a

F, aa; 100 % donbHbBI

8. Hacto ponutenu O0JIBHOTO SIBISIOTCA KPOBHBIMU POJICTBEHHMKA-
MU, OCOOCHHO €cJii 3a00JieBaHUE BCTpEUYaeTCs B MOMYJAIUU peako. Jlis
4acTO BCTPEUANOIIMXCA B MNOMYJALMH OOJE3HEW BO3MOXKHA CiydyaiHas
BCTpEYa JIBYX IT'€TEPO3UTOTHBIX HOCUTENEH IeHa.

AnbounuzMm.

B kuure «Hayunas Benepa, mim Paccyxnenus o Havasie JWAEU U
KUBOTHBIX» MOMNEPTION TaKXe HCIOJIb30BAl TEPMHUH «IOMUHUPOBAHUEY,
KOTOPBIM B T€HETHKE U MOHBIHE 0003HAYAIOT I0/IaBJICHUE OJIHOFO HaCle-
CTBEHHOI'O IIPU3HAKA JIPYTUM; B YaCTHOCTH, ITPU3HAK TEMHOW OKPACKH J0-
MUHUPYET HaJ MPU3HAKOM CBETJIOW okpacku (MonepTion oTMeyan aaH-
HBII (aKT, paccMaTpuBas siBJICHHE alibOMHU3MAa y HerpoB). [losBienue Ho-
BOI'O IPU3HAKAa OH PacCMaTpuBall KaK CIIOHTAHHOE@, SIBJICHUE, MTPEABOCXHU-
1asi MIOHATHE O «MYTALHAXY.

ATBOMHU3M BCTPEYACTCS B Pa3HBIX MOMYJISAIUSIX C Pa3HON 4acTOTOMN
ot 1:5000 mo 1:25000. Haubonee pactnpocTpanenHas ¢popma — TI1a30K0XK-
HBI TUPO3MHA30HETATUBHBIM aThbOMHU3M, KOTOPBIN HACIEAyeTCs 1O ayTo-
COMHO-peIecCuBHOMY THUITY. OCHOBHBIMHU KIWHUYECKUMH TPOSIBICHUSIMH
aTbOMHU3MA B JTIOOOM BO3pacCTe SIBISIIOTCS OTCYTCTBHE MENaHWHA B KIIET-
Kax KOXHU (MOJIOUYHO-OENBIN ee I[BET), OUYeHb CBETJIBIE BOJIOCHI, CBETJIO-
cepas WJIM CBETJIO-rofiy0as paaykHas 00OJiouKa Trja3, KpacHBI 3padok,
MOBBIIICHHAS] YYBCTBUTEIBHOCTh K Y D-001ydeHHI0 (BBI3BIBAET BOCIATH-
TeIbHBbIC 3a00JIeBaHUs KOXKH). Y OOJIBHBIX Ha KOXE OTCYTCTBYIOT KakKHe-
700 MUTMEHTHBIC TISATHA, CHIDKEHA OCTpoTa 3peHus. J[marHoctuka 3a0o-



JIEBAHHUSI HE MPEJCTABISIET 3aTPYAHCHUM.

OOcyxnasi TPOUCXOXKIECHHE YEIOBEYECKUMX pac, MomepTion nucal
(oOHapy>XuBasi B3IJISI/Ibl, CO3BYYHbBIE MO3JHEUIIIEMY 3BOJIIOIMOHU3MY): «U
TUTaHThl, U KapjuKd, U HErpbl, OyIydd POXKIACHBI CPEOU IPYTUX JIIOACH,
JOJIKHBI OBLIM MOJABEPraThCsl HEB3r0AaM BBUAY BBHICOKOMEPHS WM CTpaxa
OCHOBHOM YacCTH POJia YEJIOBEYECKOr0, M 3Ta 4acTh BBITECHWIA MOJOOHbBIE
U3MEHEHHBIE pachkl B T€ MECTa 3€MJIM, IJe KJIMMAaT MEHEe NPUTOJEH IS
oburanus. Kapiuku ObUIM OTTECHEHBI B TOJISIPHBIE OOJACTH, TMTaHTBI
OKaXyTCsl )KUBYIIMMHU B MareanaHoBBIX 3eMIISIX, HETPBI OyAyT HaposaMu
YKApKOU 30HBI.

2. XapaKTepUCTHUKA HACJEIOBAHUS NIPU3HAKOB CHENIEHHBbIX C
110JIOM

N3 46 xpomocoM (23 mappl) B KapHOTHUIIE YeaoBeKa 22 Mmapbl OguHa-
KOBBI Y MY)KYHH U XEHIIHUH (AyTOCOMBI), a OJHA Napa, Ha3blBacMas IMOJo-
BOW, Yy Pa3HBIX MOJIOB OTJIIMYAETCA: Y KEHIIHUH - XXy Y Myk4uH - XY. [lo-
JIOBBIE XPOMOCOMBI MPEACTABIEHBI B KAX/I0W, COMATUYECKON KIJIETKE UH/IH-
Buja. [Ipu oGpazoBanuu raMeT BO BpeMs Mei03a TOMOJIOTUYHBIE TTOJIOBBIE
XpPOMOCOMBI PACXOJSTCA B pPa3Hble MHOJOBBIE KIETKH. (CleqoBaTeNbHO,
KaxJas AUIEKICTKAa MTOMUMO 22 ayTOGOM HECET OJIHY MOJIOBYIO XPOMOCO-
My X (ramtounHbli HaboOp XpomoceMm paBeH 23). Bce cmepmato3ous
TaK)XK€ UMEIOT rarIOUIHbIA HAGOP XpPOMOCOM, U3 KOTOPBIX 22 - ayTOCOMBI,
a oaHa - rosoBas. [looBMHA ClIepMaTO30MI0B COAECPKUT X, APYyTrast MOJI0-
BHHA - Y XPOMOCOMY.

[ToCKOMBKY KEHCKHE TI0JIOBBIE XPOMOCOMBI OJJMHAKOBBI U BCE SMIIE-
KJIETKA HECYT X-XpOMOCOMY, TO KEHCKHH I0JI Y YEJIOBEKA HA3BIBAIOT I'0O-
MOTaMEeTHBIM. M¥3KCKOM K€ TOJ M3-3a Pa3jinuus IMOJOBBIX XpoMocoM (X
unu Y) B criepMaTo30u/1axX UMEHYIOT TeTEPOraMETHBIM.

[Tom YesnoBeka OnpenensaeTcss B MOMEHT OILUIO0TBOpeHUs. JKeHuHa
AMEET OAUHTUII raMmeT - X, MY)KUYMHA - JBa TUIIA raMeT: X U Y, IPUYEM,
corjacHO)3aKoHaM Meio3a, 00pa3yloTcs OHU B paBHOU mpomopimu. [Ipu
OIIOZOTBOPEHUH XPOMOCOMHBIE HAOOpHI rameT o0benuHstorca. Hamowm-
HHUM, 4TO 3UT0Ta COJAEPKUT 22 Tapbl AyTOCOM U OJIHY Napy MOJIOBBIX XPO-
MOCOM. Ecim SMIEKIeTKy OIUIOJOTBOPHUI CIEPMATO30UT C X-XPOMOCOMOMU,
TO B 3UTOTE Iapa MOJOBBIX XpoMocoM Oyner XX, u3 Hee pa3oBbeTCA Jie-
Bouka. Ecim Xe OIuIoZOTBOPEHHE TIPOU3BEN CIIEpMATO30Ua C Y-
XpPOMOCOMOM, TO HAOOp MOJIOBBIX XpOMOCOM B 3urote - XY. Takas 3urora
JacT HA4yaJlo MY>KCKOMY opraHuszmy. Takum oOpazom, mosi Oyayiiero pe-
OcHKa ompeJeNnsieT reTeporaMeTHbBIN MO MOJIOBBIM XPOMOCOMaM MYXYHUHA.
CooTHOLIEHHE TMOJOB MPU POXKJIECHUH, MO JAHHBIM CTATUCTUKHU, COOTBET-




cTByeT npumepHo 1:1.

XPpOMOCOMHOE OIpeJieiiCHUE T0Jia - He €IMHCTBEHHBIM YPOBEHb IO-
noBoi auddepeHnupoBku. BoIbITy0 posib B 3TOM MpOIECCe Y YeoBeKa
UTPAeT TOPMOHAJIbHAS PETYISLHUS, TPOUCXOIAIIAs C MOMOIIBK MOJOBBIX
TOPMOHOB, KOTOPbIE CHHTE3UPYIOTCS MOJOBBIMU KEJIE3aMHU.

3akJiajKa MoJOBbIX OPraHOB YEJIOBEKA HAYMHAETCS Y MSATUHEIEIbHO-
ro sMOpuoHa. B 3auaTku roHaj U3 KEATOYHOIO MEIIKa MUTPUPYIOT HEep*
BUYHBIC KJIETKH 3apOJBIINICBOTO MYTH, KOTOPHIC, PA3MHOXKAsCh MUTO30M,
mudGepeHIUpPYIOTCS B TOHUUA M CTAHOBSITCSl MPEIIIECTBEHHUKAMIUL -FAMET.
VY 3apojpiiield 000uX MOJIOB MUTpAIKs MPOXOAUT OJWHAKOBO. Ecid ke B
KJIETKaX 3a4aTKOB rOHAJ| MPUCYTCTBYET Y -XpOMOCOMa, TO HAUMHAIOT pa3-
BUBAThCS CEMEHHUKH, MpUYeM Hadano AuddepeHIMpOoBKH, CBA3aHO C
(YHKIMOHUPOBAHUEM AYXPOMATHHOBOTO paiioHa Y-xpomocomsbl. Ecim ke
Y-XpoMocoMa OTCYTCTBYET, TO Pa3BUBAIOTCS SMUHUKU;-UTO COOTBETCTBYET
xeHckomy Ttuny. [Ipennonaraercs, 4to Y-XpoMOoCOMa HE NETEPMUHUPYET
mudGepeHIUPOBKY MO MYKCKOMY THIY, a JIMillh ‘KOHTPOJUPYET padoTy
COOTBETCTBYIOIIET0 ayTOCOMHOIO I'eHa. Y WMHAMBUIOB, HE UMEKOLIUX Y -
XPOMOCOMBI, 3TOT CTPYKTYPHBI ayTOCOMHbIM I'€H HE AKTUBUPYETCSI.

VY denoBeka 3a4aTKU I1OJIOBOW CHCTEMbI OAWHAKOBBI Y 3apOJbILIEH
oboux mosioB. Ecnu akTUBHOCTH Y-XpPOMOCOMBI MOJABIEHA, TO 3a4aTKU
MIOJIOBBIX OPTaHOB Pa3BUBAIOTCS WO JKEHCKOMY Tuiy. [Ipu mosHoOM oTCyT-
CTBHUM BCEX 3JIEMEHTOB CTAHOBICHUS MY>KCKOTO 1oJjia (GOPMUPYIOTCS JKECH-
CKHE IOJIOBbIE OopraHbl. VX pa3BuTue HE HYXJA€TCs B CIEIUATbHBIX PEry-
JATOPHBIX MEXaHU3MAX W SIBAETCS "KOHCTUTYTUBHBIM ",

Tun BTOpUYHBIX MOJIOBBIX MPU3HAKOB 00ycIIOBIIeH AU PepeHIIupoB-
ko roHaz. IlonoBple Opranbl GOPMUPYIOTCS W3 MIOJUIEPOBBIX U BOJIb(O-
BBIX KaHAJOB. Y SKEHIIMH MIOJIJIEPOBBI MPOTOKU Pa3BUBAIOTCS B (pasuionu-
€Bbl TPYOBI U MaTKy, a BOJIb(OBBI aTpOPUPYIOTCA. Y MYX YUH BOJIb(HOBbI
KaHaJbl Pa3BUBAIOTCS B CEMEHHBIE NMPOTOKU U CEMEHHbIE My3bIpbKU. [1o1
BJIUSIHUEM XOPUOHUYECKOTO T'OHA-JIOTPONIMHA MaTEPH JIeKaIlUe B SMOPHUO-
HaJIbHBIX CEMEHHUKAX KJIeTKU Jlelura CHHTE3UPYIOT CTEPOUIHBIE TOPMO-
HBI| (TECTOCTEPOH), KOTOPhIE YUYACTBYIOT B PETYJSILIUUA PA3BUTHUS OCOOU IO
MyXCKkomy Tuiy. OTHOBpEMEHHO B CEMEHHUKaX B KjeTkax CepToyi CUH-
TE3UPYETCS TOPMOH, WHTHOWpYyomuid audPepeHIIupPOBKY MIOIIEPOBBIX
npoTokoB. HopmasibHble 0COOM MYXCKOTO I0JIa Pa3BUBAIOTCS TOJIBKO B
cilydyae, €CIM BCE TOPMOHBI JICUCTBYIOIIUE HA 3a4aTKU BHEUIHUX U BHYT-
PEHHUX TOJIOBBIX OPTaHoB, '"cpabaThIBalOT" B OMpEIEICHHOE BpeMs B 3a-
naHHoM Mecte. CxeMma peryssiiud pa3BUTHUS PENPOAYKTHUBHON CHCTEMbI
TUTO/Ia TIPEICTaBJICHA Ha PUCYHKE (PUCYHOK 2.3).
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Pucynok 2.3 — Cxema peryasinun 1ugdepeHIupoBKH PENnpoayKTHBHON CHCTEMbI
nioaa

B nactosmee Bpems ommcano okoiQ 20 pasHooOpa3HBIX Ae(hEKTOB
T€HOB, KOTOpbIE MPU HOPMATHHOM (XY'). KapHOTHUIIE TI0 MOJOBBIM XPOMO-
coMaM MPUBOJAT K HapymIeHH0 AUP(EepeHIMPOBKN BHENTHUX U BHYTPCH-
HUX TIOJIOBBIX MPHU3HAKOB, (repmMapoaAuTH3MY). DTU MYyTallMU CBSI3aHbBI C
HapyIICHUEM: a) CHHTE3a IIOJOBBIX TOPMOHOB; 0) BOCIPUUMUYUBOCTH pe-
[IENITOPOB K HUM; B) pabOTHh (EPMEHTOB, YIACTBYIOIINX B CHHTE3€ pPEry-
JUPYIOMKX (HAKTOPOB, A, T, 1

X- 1 Y-XpOMOCOMBI TOMOJIOTMYHBI, TTOCKOJBKY 00JIaIat0T OOIMUMU
TOMOJIOTUYHBIMU (y9aCTKaMHu, TJi€ JIOKAJIM30BaHbl ajuieibHble TeHbl. OnHa-
KO, HECMOTPS (Ha TOMOJIOTHIO OTJEIBHBIX JIOKYCOB, 3TH XpPOMOCOMBI pa3-
auyaroTes 1o, Mopdonoruu. Beap, moMuMoO OOLIMX Y4acTKOB, OHU HECYT
OOJIBIIION HA0OP pa3IMYaroNIuXCcs T'eHOB. B X-xpomocome JeKaT T'eHBI,
KOTOPbIX~HET B Y-XpOMOCOME, a PsiJl T€HOB Y -XpOMOCOMBI OTCYTCTBYIOT B
X-xpomocome. TakuM 00pa3om, y My>KYMH B MOJIOBBIX XPOMOCOMaX HEKO-
TOPBIE I'eHbl HE MMEIOT BTOPOIrO ajuiesisi B TOMOJOTHYHOU Xxpomocome. B
TAKOM CJIy4yae MPHU3HAK OMNpPEIENsieTCs He Mapol aJliebHBIX T€HOB, Kak
OOBIYHBIA MEHACIUPYIOUIUN MPU3HAK, a TOJbKO OJHUM ayueneM. [logoo-
HO€ COCTOSIHUE I'€Ha Ha3bIBACTCSl TEMU3UTOTHBIM (PUCYHOK 2.4), a pU3Ha-
KU, Pa3BUTHE KOTOPHIX OOYCIOBJIECHO OJMHOYHBIM aJUIeJIeM, PAcIOI0KEH-
HBIM B OJTHOM M3 aJbTEPHATUBHBIX MOJOBBIX XPOMOCOM, MOJTYYUIN Ha3Ba-
HUE€ CLUEIUICHHBIX ¢ MosioM. OHa NpEeUMYIIECTBEHHO Pa3BUBAIOTCS Yy OJHO-
r'0 U3 JIBYX MOJIOB U MO-Pa3HOMY HACJIEAYIOTCS Y MYXKYUH U KEHIIHUH.
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Pucynok 2.4 — I'mnoreTnyeckasi cxeMa pacnoJio:keHusi reHoB B X- u Y- xpomocomax

[Ipu3Haku, crerieHHbIe ¢ X-XpOMOCOMOM, MOTYT OBITh PEIIECCUBHBI-
MU U JIOMUHaHTHBIMU. K peneccuBHBIM OTHOCSTCS: TeMOPUINs, NalbTo-
HU3M (HECTOCOOHOCTh pa3jinuaTh KPAaCHBIM W 3€JIEHBIM 1iBeTa), aTpodus
3pUTEIBHOrO HepBa U mMuonatus Jlromena. K JOMUHAHTHBIM - paxuT, HE
MOTAOIIANCS JICUCHUIO0 BUTAMUHOM [, 1 TeMHasi5Mab 3y00B.

PaccmoTrpuM HaciienoBaHue, CLHEINIEHHOE.C X-XpOMOCOMOW, HA TpH-
Mepe PEreCCUBHOIO reHa reMopunu. Y MYKMUHBI TeH reMouiinm, JToka-
JIM30BaHHBIN B X-XpOMOCOME, HE UMEET-AIIIEIIS B Y -XpPOMOCOME, TO €CTh
HAXOJUTCS B TEMU3UTOT-HOM cocTossHuU. Clie1oBaTeIbHO, HECMOTPS Ha
TO, YTO IIPU3HAK PELECCUBHBIN,.y MYKUUH OH MPOSBISCTCS:

N - reH HopMaJbHOU CBEPTHIBAEMOCTH KPOBH,

h - ren remoduny;

X"y - MY’KUMHA ¢ TeMopUIInei;

XY - mysxamHa 370poB.

VY KEHIMH OPU3HAK ONPENECISAETCS Mapor aJuIeNbHBIX T€HOB B IOJIO-
BBIX XpoMocoMax, XX, CJIeA0BaTEeNbHO, TeMOPUIUS MOXKET MPOSABUTHCSA
TOJIBKO B TOMO3UFOTHOM COCTOSIHUM:

XNXN xenmmHa 310pOBa.

XNXRL- reTEepPO3UroTHAs YKEHIIMHA, HOCUTEJbHUIIA TeHa reMOo(uiIny,
310pOBa;

X"X"- xenmpna ¢ reMOHITHCH.

[lepeuncium  OCHOBHBIE  (hOpMaJbHBIE  XApPAaKTEPUCTUKU  X-
CIETJIEHHOTO PEIECCUBHOrO HacieaoBaHus. OObIMHO 3a00J€BaHUE TOpa-
&KaeT My4rH. Bce ux eHoTUnnuecku 310pOBbIe JOUEPH SIBISIOTCS TeTe-
PO3UTOTHBIMUA HOCUTEIBLHHUIIAMH, TTIOCKOJIBKY B MPOILIECCE OIMIOAOTBOPECHUS
MOJIYYarOT OT OTIA X-XPOMOCOMY:
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Takoe HacnegoBaHWE TMOJYYMIIO Ha3BaHUE KpHCC-Kpoce (WM KpecT-
HAKpECT): CHIHOBbS HACIEeNyIOT (PEHOTUNUYECKUI MpU3HAK MATEpH, a JOYEpH -
MIPU3HAK OTLA.

3aKoHBI Tepefayu «IPU3HAKOB, CUEIJIEHHBIX € X-XpOMOCOMaMu, ObLIU
BIIEpBbIE U3y4eHbI 1. MOpIraHom.

Haunbonee u3BECTHBIM NMPUMEPOM CTaJIO HACIEAOBAHHUE KOPOJEBCKOM TIe-
ModmrKu A CpeimIOTOMKOB aHTJIMHCKOW KOpoJieBbl Bukropun (pucyHok 2.5).
KoponeBa Buktopus Oblia reTepo3UroTHON M Tepenana MyTaHTHBIM T€H CHIHY
reMopiInKy v rpem podepsaM. (OAMH U3 MOTOMKOB KOPOJIEBBI LJapeBUY AJEK-
ceil B Pocenu Taxoke crpagan 3tuM Heayrom). CorsiacHo npecTaBlIeHHON poJo-
CJIOBHOM, KaK U CIEAYeT OXUAATh IIPU PELIECCUBHOM X-CLEIUIEHHOM Hacleno-
BaHUU,, O0JIbHBI reModuireil MmyxxunHbl. OgHako ObIBaeT U mo-apyromy. Onu-
CaHBbl CEMbHU, B POJOCIOBHBIX KOTOPBIX HAJIMYECTBYIOT OJIM3KOPOJICTBEHHBIE

Opaku, rae reMmouins CpeHeil CTENEeHU BBISBISETCS M Y JKEHIIUH (PUCYHOK
2.6).
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Pucynok 2.5 — PogocioBHasi ¢ X-cuenieHHoii remoguiineii A B eBponeicKknx
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Pucynok 2.6 — Pogoc/ioBHasi ¢ IByMsI ;KEHIIITHHAMHU, TOMO3UTOTHBIMHU 10
X-cuemienHoi remopuiniu. Ponurenu - 1poropoanbie cuocbl. DUrypol ¢ TOUKaMHu
0003HAYAKOT reTepo3uroT

[Tomrmo X-CHETUIEHHBIX, Y MYKYHH UMEIOTCS Y -CUEIUICHHBIE MPU3HAKHU.
Onu HazpIBatoTCS TONMaHApUUeCKUMU. OTNpeaesonMe uX reHbl JOKaIn30BaHbI
B TE€X paroHax Y-XpOMOCOM, KOTOpbIE HE MMEIT aHAJIOroB B X-XpOMOCOMax
(pucyHOK. 2.4). T'omannpudeckue MPU3HAKU TAKXKE OMPENETSIOTCS TOJIBKO OJ1-
HUM aJJiesIeM, a TOCKOJIbKY UX T'€Hbl HAXOASTCS TOJIBKO B Y -XpPOMOCOME, TO BBI-
SBISIOTCS OHU y MYXXUYMH U NIEPEJAIOTCS OT OTIA K ChIHY, BEPHEE - KO BCEM ChI-
HOBbAM. K TOIaHApUUYECKHM MPU3HAKAM OTHOCSTCS: BOJIOCATOCTh YIIEH, IMepe-
HOHKU MEXAY NaJIbI[aMU HOT, UXTHO3 (KOXKa UMEET ITyOOKYI0 UCUEPUCHHOCTh U
HaIOMHHAET PHIOBIO YEIIIYIO).

['omonornyHbie paioHbl X- U Y-XpOMOCOM COAEPHKAT aJUICIbHbIEC T€HBI, C
PaBHOM BEPOATHOCTHIO BCTPEYAIOIIMECS Y JIUI] MY>KCKOT'O Y JKEHCKOT0 TOJIA.

K ugucny onpenensieMbIXx UMM MPU3HAKaAM OTHOCATCS OOIIasl I[BETOBAs Clie-
nota (OTCYTCTBUE IIBETOBOTO 3pEHHUS) U MUTMEHTHAs Kcepojaepma - 3abojieBa-
HUE, IPU KOTOPOM IO BIUSIHUEM YIbTPA(PHUOIETOBBIX JIydel Ha OTKPBITHIX Ya-



CTSIX TeNa MOSBISIOTCS MUTMEHTUPOBAHHBIC ISITHA, KOTOPbIE MOCTEIIEHHO Tpe-
00pa3yroTcs B MAMWLIOMBIL, a 3aTeM U B onmyXxonn. O0a 3T Mpu3HaKa SBIISIOTCS
pPCUOCCCHUBHBIMMU. HpI/I3HaKI/I, CBsA3aHHBIC C aJUICIIBHBIMU I'CHAMU, HAXOJATITUMHCA
B X-u Y-XpOMOCOMaXx, HACJIEAYIOTCS 1O KIACCHYECKUM MEHJICIIEBCKHM 3aKO-
HaM.

3akon Hacce — 3akoH HaclieoBaHus reMO(QWINK, YCTAHOBIICHHBINA Ha OC-
HOBE (OpMaibHBIX (AMIHMPUYECKHUX) MPU3HAKOB — 3a00JIEBAHHE OTMEYAETCS
TOJIBKO Y MAJIbYUKOB, a TIepeaeTcs uepes3 ux mMarepei u cecrep. 3. H. sBisercs
OAHWM U3 MMPHUMCPOB NOMCHIACICBCKUX OTKpBITPIﬁ, IMPUBEANINX K CTAaHOBJICHHNIO
regetuku. K. Hacce chopmynuposai ero B 1820 1.

T'emoghunus.

['emodunus u3BecTHa ¢ He3amaMATHBIX BpeMeH. llepBble ‘omucaHus
CUMIITOMOB, MTOX0XKHUX Ha reMOo(uIInio, BCTpedaroTcs Ha uBpure emie B I
CTOJIETUH JI0 HaIIei 3pbl. A reMouins Kak HacIeICTBEHHOE
3aboJieBaHue ObLTa onucana B TanmMyeB V €TojieTuu Haliei
opbl. [1o 3akoHaM paBBHHOB, MAJIbYWK OCBOOOXKIAJCS OT 00-
pe3aHus, €clii JBa €ro CTapliux \0para yMUpadud OT 3TOH
npouenypsl. Mccnenosarens . paBBuH Mowucenn MaiMoHuz
(1135-1204) BBen 3T0 MPaBUA@ WIS CBIHOBEH YKEHIIKH, KOTO-
pbI€ BBIXOJIWIIM 3aMYyK BO-BTOpOH pa3. TakuM oOpa3zoM, yxe
TOT/Ia HaYaJld YYUTHIBATH \3aKOHBI HACIIEICTBEHHOCTU. Apald-
ckuii pusnosnor AnsOykasu (1013-1106) onucan ciydan cMEpPTH MaJlbuh-
KOB OT KPOBOTEUEHHUS TOCIie OAHATILHOM TPaBMBI.

CamMoli M3BECTHOW HOGHUTENbHUIICH reMO(GUINU B UCTOPUHU ObLIa KO-
poneBa Bukropus, 3Ta-MyTalius Opou30nuia B €€ T€HOTHUIIE, TOCKOIbKY B
CeMbsX €€ poauTenei CTpajaroie reMopuiIneil He 3aperucTpUupOBaHBI.
TeopeTudecku, 3TOMOTI0 Obl MPOU3OUTH B TOM Clly4ae, €CIU Obl OTIIOM
Bukropun B HEUCTBUTEIBHOCTH SIBISJICA HE Onyapa ABLYCT, repLor
Kenrckuid, askakou-mubo apyroil myxuuHa (OosibHOU remodunueit), of-
HAKO HU KaKMX HMCTOPUYECKHX CBHJETEIBCTB B MOJIb3Y 3TOTO HE CYIIE-
CTBYeT.~['eMOodunuent crpagan oauH ux cbiHOBeM Bukropuu (Jleomomba,
repuol’ OndaHu), a Tak K€ psJl BHYKOB U MPABHYKOB (POJIUBIINXCS OT J10-
yepen, u BHYYEK), BKJIIOYasi pOCCUUCKOro lecapeBuda Anekcess Hukonae-
Buya. [lo »TOM mpuumHe naHHOE 3a00JieBaHHE TMOJIYYUIIO Ha3BaHUSA

= «BUKTOpHUAHCKasi 00JIE3Hb WJIU «lapckas 0oJie3Hb». Tak ke
WHOTZIa B MApCKUX (paMuIusax IJisi COXpaHEHUs TUTYJa J10-
MYCKAJIUCh Opaku MexJy OJIM3KUMU POJICTBEHHHUKaMHU, OT-
Yero 4acToTa BCTPEYaeMOCTH reMo( iy ObLjia BhIIIE.

[lepBoe moapoOHOE omHcaHue TeMODWINK Caeiall
Jlxon Konpaxg Otro, uccnenoBarens u3z Ounanenbhuu. B
1803 roxy oH omyOJIMKOBaI CBOIO HAYYHYIO pabOTy Ha TEMY

Albucasis

John Conrad Otto



MOBBIICHHOW KPOBOTOYMBOCTHU. J[eTallbHO HM3yYasl T€HECAIOTHUIO OJHOW W3
cemer, OTTO clienan BbIBOJ O HACJIEACTBEHHOM CKJIOHHOCTH K ITOBBILICH-
HOM KPOBOTOYMBOCTH y MaJIb4UKOB. Tem He meHee, TepMuH '"remoduius"
OBLJT BIIEpBbIE UCMOJIb30BaH B 1828 roy HeMekuM Gpu3noaoroM Xormdom.

I'emoduus "B" kak otaensHoe 3a001eBaHre Oblia BIABIEHA TOJIBKO
B 1952 rogy. Yacto 3Ty dopmy HazbiBaroT emie "0osne3npio Kpuctmaca" (B
4ecTh (paMUIIUU TEepBOro 00CIIEIOBAaHHOTO MaJIbUMKa C 3TOH OO0JIE3HBIO):
I'emodunnio A COOTBETCTBEHHO Ha3bIBalOT "kiaccuueckou'". CoBpeMeH-
HbIC 3HAHUS M HAYYHBIC WCCIEAOBAHUS TeMO(PWINH BEIYyT OTCUET € KIX
CTOJIETHSL.

['emodunuelr cTpajaid MHOTHE MOTOMKHA MYXCKOTO M@ia aHTJIHN-
CKOM KOpoJieBbl BukTOpHH, panpaBHYKOM KOTOPOW ObLIT U-PYCCKUN Hape-
BAY AJIEKCEH, ChIH NOCIEAHErO pycckoro umneparopa Hukomnas I1.

Bo Bpems kpyrocsetHoro nyremectsus Hukonaid-ll n30pan cebe He-
BecTy - npuHieccy Anucy Bukroputo Eneny Jlym3y bearpucy ['ecce-
Hapmiuranckyio (B kpeuieHun Anekcanapa PenopoBHa). OHa npuxoau-
JaCh aHIVIMMCKOW Koposnese Bukropmm BHyukou. Pomurenmn Hwuxomas 11
OBbLIM KaTEropuueCcKH MPOTUB ATOTO OpakOcOUYETaHHUs, MOCKOIbKY 3HAJH,
4TO POJ KOpoJieBbl Bukropuu mnepenaert HACIEACTBEHHYIO OOJIE3Hb - Te-
MouInio (HECBEPTHIBAEMOCTh KpOBH), ‘ChIH AjieKkcel poawics OOJbHBIM
reMouiInel, MOJTYyYuB €€ OT MaTepu = uMIepaTpuisl Anekcanapsl deno-
POBHBI, YHACJIEIOBABIIEH 00JIE3Hb OT CBOEM MaTrepu NMPUHUECCH AJIUCHI,
KOTOpasi, B CBOKO 0Yepe/lb, HOyUmsa €e OT MaTepu - KOpoJieBbl Bukropuu.
Koponesa Bukropust Obia HocuTenem reMopuiinm, HO U3 AEBATU €€ IeTel
JUIIb OJIMH ChIH, NpuHILJI€ononba, 0osen remopuianeil u ymep, Koraa emy
OBLT TPUALIATH OJIMH'TQ/; a €€ Ho4YepH, mpuHilecchl Anvca u bearpuca, ObI-
JIM HOCUTEINIAIMU OQJE3HHU.

N3 yeThIpex ¢bIHOBEH MpuHIlECChl beaTpuckl ABoe ObUIM OOJIBHBI Te-
Modunueit;y asee 1oub, Bukropus-Esrenus, skeHa xoposis Mcnanuu, nepe-
nana OOME3Hb JIBYM M3 TPOUX CBOUX ChIHOBEH. ChIH MPUHIECCHI AJIUCHI,
denepuky OMH U3 CEMEPBIX JIeTeH, YHACIIEIOBABIINI TeMOPUINIO, YMED B
TpexyierHeM Bo3pacte. J[Ba cbiHa ee cecTpbl MpeH ObLiu Takke OOJIbHBI
remodunneil. TeM He MeHee, OJHOMY 3 HUX YAal0Ch OJIArOmoJIydyHO J0-
KHUTb J10 56 JIeT.

Monapxu-poauTenu, Kak MOTJIM, CTPEMUIIUCh YOepeub CBOMX 4aJ OT
TpaMB. Hampumep, ucnaHckass KOpPOJEBCKas CEMbs OJI€Baja JBYX CBOMX
MaJbYMKOB B TMOJOWTBHIC BATOW KOCTIOMBI; JaK€ NEPEBbs B TapKe, T
00BIYHO WUTpaIM ACTH, ObUIU 00BsI3aHbI BoiiokoM. Hukoumaii 11 u ero cembs
TaK)X€ BBIHYXKJICHBbI ObLUIA MPUHATH MPEIYyNpPEIUTEIbHbIE MEPbI, OKPYXKUB
ce0s1 y3KUM KPYroMm JIIOJIed, 3HABIIUX TalHY OOJIE3HU, U OTPAIUB CEMbIO



OT BHEIIHETO MHpPa BBICOKOM MXKEJIIE3HOM PEIIETKOM BOKPYT JBOPIIOBOTO
napka B Llapckom Cene. Tem He MeHee, 3TO HE CMOIJIO yOepeub 1apeBrya
OT CUHSIKOB M L[apaluH, U POJMUTENIN MPOCTO NPUXOAWIA B OTYASIHUE, CO-
3HaBas, YTO MOCTOSIHHO XKMBYT Ha rpaHu Karactpodsl. [loHsB, 4yTO Bpauu
OeccribHBI 0OPOTHCS C TEMOPUINEH, UMIIEpATPUIIA HaYalla UCKATh JIpyrue
MyTU CHACEHUsI HACJIEIHUKA IpecTona. Tak B U3HU LAPCKOM CEMBH I0-
sBuics ['puropuii Pacnytun, o0nanaBmmii HEOOBSICHUMON CITOCOOHOCTHIO
obJieryaTh CTpajianus Ajekcesl.

B npexxHue BpeMeHa reMoGUINIO JISYMWIH OAPYUYHBIMU CPEJCTBaAMU.
Hanpumep, B 1936 rony xypHan Lancet pacckazan o TOCTOMHCTBaX DKC-
TpakTa OpOMH/Ia, BBIIEICHHOTO U3 Oenka siuil. B 1934 rony Obuin mpoBe-
JI€HBbl YCIICIIHBIE AKCIIEPUMEHTHI 110 NPUMEHEHUIO 3MEHHOIO” sfha I
OCTaHOBKH KpoBoTeueHui. B 1966 rony xypnan Nature Hanucan o meneo-
HBIX CBOKCTBAaX apaxuCcOBOM MYKH AJig OOJBbHBIX T€MOPUIHEH.

Tem He MeHee, caMble Ba)KHbIE JOCTHKEHHS ‘OBUIM CHENaHbl €Ile
paHbIIIE NPHU U3YYEHUH BO3MOXKHOCTH mepennBaHust KpoBu. Eme B 1840
rogy xupypr CamyaisbJI3iH omnmcan ciaydai, YCIEIIHOrO IepeIuBaHUs
KPOBU MaJIbUUKy OOJbHOMY reModuineid ¢¢ CHIbHBIM IOCJIEONnepaoH-
HbIM KpOBOM3JIMSIHUEM. TeM He MeHee, OTCYTCTBUE 3HAHUU O I'PYIIIOBOM
MPUHAJICAKHOCTA KPOBU M 3JIEMEHTAPHBIX MpaBUJIaX MEPEIUBAHUS, HA
JOJITUE TOAbl OCTAHOBUJIM Pa3BUTHE ITOTO HAIPABJIEHUS.

B nauane 50-x ayig nedenss-reMoriiny Oblla UCHOJb30BaHa Mia3Ma
KUBOTHBIX. HeCMOTps Ha TO, 4TO B HEKOTOPBIX CIIydasX 3TO ObLIO JOCTa-
TOYHO 3P (PEKTUBHO, BCE K€ BOZHUKAIIU YACThIC, a IOPOU U OUCHB TSIKEIIbIC
ajuiepruyeckue peakiyu. Padora Jlokropa Dasuna Kona no pazzaenenuto
TUTa3Mbl Ha OTACNbHBIC (DPAKIMK MPU TTOMOIIM PA3TMYHBIX KOHIIEHTpAIUN
COJIM M aJIKOTOJISL, APUBEIM K MOITYYEHHUIO CI1a00-0YUIIIEHHOTO KOHIIEHTpa-
ta (akropa VIII (AHG - anturemodunbubiii 1100yiauH). OrpoMHBIN Mpo-
pBIB B 3TOM Hamnpasiienuu caenana xyaur [lyn B 1965 roay, kotopas mo-
Kazaja, 4yTo ‘¢jladboe orramBaHue miaa3Mbl 10 4°C BedeT K IMOSBICHUIO KO-
PHUYHEBOTO OcCajJKa ¢ OOJbIIMM KonMu4ecTBOM B HeM (akropa VIII. Dror
IPOIYKT OBbLT HA3BaH KPUOMPEIUITUTATOM.

CrycTsi HECKOIBKO JIET, MOSIBUJICS OUMIIEHHBIN KOHILIEHTpaT (akTopa,
TIPEUMYIIECTBO KOTOPOIro OBbLIM HAJHUIO: €r0 MOKHO OBLJIO XpaHUTh B J0-
MAaIllHEM XOJIOOUJIbHUKE npu Temmneparype 4°C, HECMOTps HAa MAJICHbKUM
00beM, OH ObUI 3HAUUTENBLHO OoJee 3PPEKTUBEH, YeEM KPHOIPELHUIIUTAT.
[TosiBeHue KoHLIEHTpaTa (pakTopa 03HaAMEHOBAJIO HOBYIO 3110XY B JICUEHUU
OOJBHBIX TeMO(UIHEl: KOHIIEHTPAT MO3BOJUI OOJIbHBIM MEPEUTH HA J0-
MaliHee J€YeHUE W HE 3aBHCETh OT HaJW4Ms Bpaya B HENOCPEICTBEHHOU
OJIM30CTH.



BnocnenctBuu crano siCHO, 4TO JIMKOBATh ObUIO paHO: KOHIEHTpPAT (pakTo-
pa OKazaJycs CIMIIKOM XOPOIIUM NEPEHOCYMKOM BHpPYCOB. Ecnu kpuormnpe-
LUANATAT NEPENUBAICA OT OAHOTO JOHOPA K OJJHOMY PELUIIMEHTY, TO Nap-
TUU KOHIIEHTpaTa (pakTopa M3roTaBIMBAIUCh U3 OOJIBIINX 00HEMOB KPOBU
OT pa3HbIX AOoHOpPoB. B mepuon ¢ 1979 mo 1985 rox orpomuoe yucio
OO0NBHBIX TeMO(IIINEN, UCTIOIb30BABIINX KOHIIEHTpAT, 3apa3unuck CIIU-
JloMm, oueHb MHOTHE yMepiu 1o 3Toi npuuuHe. Bupyc remarura C oOHa*
pyxunu Tosbko B 1989 romy. Torga crano mOHSATHO, YTO OOJIBIIMHCTBO
OOJBHBIX TeMOGUITUEHN yKE UM 3apPaKCHBI.

OrpoMHOE AOCTHXKEHHE OBbUIO CcIeNaHo Mpodeecopom
IInepom Manyuuu B 1977 romy, KOTOpbIM MOKa3aJl, MTO Jie-
cmonpeccud (DDAVP) MoxeT yBennmunBaTh-ypOBEeHb (hax-
topa VIII u ¢akropa Buedpanna, uTo sSBISETCS 3aMeya-
TEJIbHBIM CHOCOOOM JieueHUs clalbiX. GpopM reMopuinu u

| Gonesun BumeGpanna.
e I'en, orBeuaromuii 3a BbIpaOOTKy (akropa VIII Obur
FerMannueel  pacmposan B 1984 rogy. D10,61a10 0OCHOBOM IS IPOM3-
BOJCTBAa PEKOMOMHAHTHBIX (F€HETUYECKU {CUHTE3UPOBAHHBIX) KOHIIEHTpa-
TOB (hakTopa. PexkoMOMHAHTHBIE MPENapaThIMICKIIOYAIOT PUCK 3apaXKeHUs
BUY/CIIV{om 1 ApyruMH Y4eIOBEUCCKIMU BUPYCAMH.

Opnako, yxe cedyac sSICHO, YTONOy/ylllee 3a T€HHOM Tepamnuen. Yike
JI0JITO€ BPEMS UJIyT UCIIBITAHUSA 1O, IIepecaike O0JIbHBIM reModuiiieit 310-
pPOBOTO I'eHa, OTBEYAIOIIErQ 3a\BbIpabOTKy HeJocTarouero pakropa caep-
THIBAEMOCTH. JTO Iiesiag MHAYCTpHsl, KoTopas paboTaeT B MOMCKax JieKap-
cTBa oT remoduinn. Hoe U 3/1ech HE Bce Tak MPOCTO: LIar 3a IIaroM c pas-
paboTKaMHU HOBBIX_€IIOCOOOB M METOJOB JIEYEHUS, YEIOBEYECKUH opra-
HU3M TMPUIYMBIBAET BCE HOBBIE U HOBBIE CIIOCOOBI 3aIIUTHI OT MOTYCTO-
poHHero BMeniatenbcTBa. [lociennue ycnexu B 00J1acTU T€HHOM MH)KEHE-
pUHU MO3BOJSIIOT HazesAThCA Ha dydiiee. OAHAKO K KAKOMY HOBOMY BHUTKY
ABOJIIOLIMY | [TIPUBEAET CTOJb KOPEHHOE BO3JICWCTBHE HAa OPraHU3M 4YeEJIOBE-
Ka, CEM4ac OCTACTCSA TOJBKO MPEAIOaraTh.

Binauane XIX B. HECKOJBKUMH aBTOpPaMHU OJTHOBPEMEHHO OBLIO OTHU-
CaHQ HacleJOoBaHUE TeMO(PWINH, B PE3yNbTaTe H3YYEHHUS POIOCIOBHBIX
CEMeil, B KOTOPBIX BCTPEYAIUCH JIHIA, CTPAAA0IINe ITOW OOJIE3HbIO.

'emodunust — HaclieICTBEHHOE 3a00JIeBaHHUE, CBS3aHHOE C Hapyllle-
HUEM CBEPTHIBaHUS KpoBH. IIpu 3TOM 3a0051€BaHMM BO3ZHUKAIOT KPOBOWU3-
JUSIHUSL B CYCTaBbl, MBI U BHYTPEHHUE OPraHbl, KAK CIIOHTAHHBIE, TAK
U B PE3YJbTATE TPABMBI WU XUPYPrUYECKOTrO BMEIMIATEIBCTBA.

[Tpu remoduiinu pe3ko BO3pACTAET OMACHOCTh TMOENM MAlUEHTa OT
KPOBOM3JIUSHUS B MO3I U JIPYTUE KU3HEHHO Ba)KHBIC OPraHbl, JAXKE MpU




HE3HAUMUTENIbHON TpaBme. PaznuyarorT Tpu Tumna reMoQuivud B 3aBHCHMO-
CTH OT TOTO0, Kak HapyuieH 3TOT reH. OObIYHO OO0JIE3HBIO CTPANAIOT MYXK-
YUHBI (HacJeAOBaHUE, CIICTJIEHHOE C IMOJIOM), JKCHIIUHBI K€ BBICTYHAIOT
KaK HOCUTENbHUIIBI TeMO(DHINA U MOTYT POJAUTH OOJIbHBIX CHIHOBEU WM
nouepen-HoCUTENbHUI] Aedekra. bone3sHp mnepenaercs Mo penecCUBHOMY
CUEIJIECHHOMY C X-XpOMOCOMOW THIy, T.€. *EHIIWHBI SBJISIOTCS HOCH-
TenpHUIIaMU reHa. Kaxxnass noub Takoi keHIuHbl nMeeT 50 % 1manc crath
HOCHUTEJIEM.

Kaxp1ii poAMBIINICSA Y ATON KEHIIMHBI MadbuuK uMmeeT 50 Y% ImaHc
CTaTh OOJBLHBIM TeMOpUIHEN (CM. pUCYHOK, IPUBEACHHBIN HIKE):

I'emodunust BcTpewaercss gocratouHo penako (1 GonbHoit,Ha 10000
HOBOPOXAEHHBIX, WK 1 Ha 5000 HOBOPOKIEHHBIX MaJbUUKOB):~ T sKebIe
dbopmbl BetpeuaroTess y 1 u3 16 000 genoBexk.

X-cuenneHHoe peueccuBHoe HacneaosaHne X-cuenneHHoe peueccuBHoe HacneaoBaHme
Oreu: 3go0pos OreysBonex
Martb: HoCcUuTeNb Marb: 3g0posa

TR TIY

3Ropoandl com  AoNa-HocnTens BoAsMOR Cuim 3goposar RoNn 30posbIR Colm AoNu-HocHTe AL 3ACPOBNA Coim DONb-HOCHTE AL

Bo“Bcem mupe HacuutbiBaeTcss okoio 350 000 ThIcAY YEIOBEK C re-
Modwmsuei. PactipocTpaHeHO MHEHUE, UTO KEHIINHBI HE 00T reModu-
JIMeH, OJIHAKO 3TO MHEHUE HE COBCEM MIpaBUJIbHO. /(€0 B TOM, YTO >KEH-
CKH€ 3apoJbIlii, OO0JbHBIE TeModuianei, (y HuX o06e X-XpOMOCOMBI Je-
(eKTHBI, YTO OBIBAa€T KpallHE PEIKO) MPOCTO HE POKIAAIOTCS. ITO MPOUC-
XOJIUT M3-3a TOT0, YTO Y TAKOr'O 3apoJibllla OTCYTCTBYET OIPEECICHHBIN
(akTop KpoBH, O€3 KOTOPOTO HE MPOUCXOAMUT PA3BUTHUSI KPOBEHOCHOW CH-
cTeMbl 3apoabima. [loaToMy Ha deTBepTOl Hexene OEepeMEHHOCTH BCerja
MPOUCXOIUT CaMOIPOU3BOJBHBIA BBIKUBIII, YTO JAET MPaBO TOBOPUTH O



HEBO3MOXKHOCTU CYILIECTBOBAaHHUS >KCHIIUHBI, O0nbHON remodunuen. Ca-
MOM M3BECTHOW HOCUTENbHUIEH reMO(pHInU B UCTOPUM OblIa aHTJIHMICKas
koposeBa Bukropus (1819-1901); no-BugumMoMy, 3Ta MyTaliusi IpoU301LIa
B €€ T€HOTUIIE, a HE YHACJIEI0BAHA, IIOCKOJIBKY B CEMbIX €€ pOAUTEIEH U
MPEAKOB CTpaJaronIne reMoprineil He 3aperucTpUupOBaHBI.

I'emodummeir ctpanan onuH u3 ceiHoBer Bukropuu (Jleomomnna, rep-
nor Onbanu). B pycckyro mapckyro ceMbio reMoQuius Momnaja depes
BHYUKYy BukTopun (104b ee 1ouepu AJKMCHI), CTABLIYIO >KEHOW UMIEPATO-
pa Huxomnas II, pycckoii umneparpuueid Anekcannpoit @egoposHeit, OT
Hee 00JIe3Hb Nepeallach €€ ChIHY, BEIMKOMY KHS310 AJiekcero (HecapeBu-
qy AJIEKCEI0), KOTOPBIA C paHHEro JETCTBA CTpajas TSIXKEIbIMHU KPOBOTE-
yeHusiMmu. Hanbonee pacnpoctpanenHoe 3a0mykieHne 0 reMOQUIng — 3TO
TO, 4TO 00JBLHON TeMoUIuel MOXKET UCTEYb KPOBbIO OT MaJeHIen mapa-
MUHBL. DTO HEBEpHO. CepbE3HYI0 MpOoOIeMy MPEACTARISIOT JUIITL KPYITHbIE
paHEHUs U XUPYPruvecKue ornepaluu, yaajieHue 3y00B; a TakKe CIIOHTaH-
HbIC BHYTPEHHHE KPOBOM3JIUSHUS B MBIIIIBI U CYCTaBbl, 00YCIOBJICHHbIE,
MO-BUAMMOMY, YSI3BUMOCTBIO CTE€HOK COCYAOB Y OOJIbHBIX IeMO(DHINEH.
XoTst reMouiusl Ha CErOAHSIIHUN JeHB! Heu3lieunMa, €€ TeYeHUEe KOH-
TPOJIUPYETCS C MMOMOIIBI0 MHBEKINI HENOCTAIoIIEero pakropa CBEPTHIBAE-
MOCTH KPOBH, Yallle BCEr0 BBIJACIECHHOI'O, U3 JOHOPCKOM KpoBU. B menowm,
COBpPEMEHHbBIE TeMO(DMIUKHU TTPU TIPABUIHLHOM JICUEHUH KUBYT CTOJBKO XK€,
CKOJIBKO M 3JI0POBBIE JIFOH.
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HocurenbHuipl reHa reMouiIny Ha CETOHS MPAKTUYECKA HE UMEIOT
BO3MO>KHOCTH 3apaHee CIUIAHUPOBATH POXKIEHUE OOJIBHOTO WM 3J0POBOTO
pebeHKa, 3a UCKITI0YEHUEM, BO3MOYKHO, TPOIIETYPhl SKCTPAKOPITOPAITLHOTO
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omnonoTBopenust (DKO) nmpu cobmoaeHnn onpeaeIeHHOTO psifa YCIOBUM.
Takoxe, pu COOJIOICHUU OIPEICICHHBIX YCIOBUM, BO3MOXKHO JUarHOCTH-
pOBaHME HaIU4usi reMopuinu y miojaa ¢ 8-i Henenu OepeMeHHOCTU. Ta-
KO€ HCCIIEIOBAHUE MOXHO MPOBECTH B PSAE MEIULMHCKHX YUPEKIACHUN
Poccun, oHako camblii OOJBIION ONBIT MpeHATadIbHONW AUATrHOCTUKHU Te-
Mopunun HakorieH B HUU akymepctBa m ruHekonorun um. OTta B
Cankr-IletepOypre.

3. Knaccudukauus 3a00/eBaHN i YeJI0BEKA

OrpomHBIN BKJIQJ B CUCTEMaTH3aIlUI0 U 00001eHne nHhOopMaIuu o
TCHETUYECKUX KapTax XPOMOCOM YeJIOBEKa, JIOKATU3AIUN U (DYHKIIHSIX OT-
JICNbHBIX TEHOB U O CTPYKTYpE F€HOMA B 11€JI0M BHOCAT MCCJACHOBAHUS 1101
pykoBojacTBoM mpodeccopa Bukropa Mak-Kbrocuka, MPOBOISIIHECS C
Havana 60-x rr. XX cr. B YHuBepcurere JxoHa XonkuHca B bantumope
(CIIIA). Pe3ynbTar 3TUX MCCIEIOBAaHUM — CUCTEMATUYECKOE M3/JaHUE Ka-
TaJ0TOB, COJEPIKANTUX CBOJHBIC JaHHBIE 000 BCEX KapTUPOBAHHBIX T'e€HAX
YeJIOBEKa W CBA3aHHBIX C HUMHU MOHOTEHHBIX HACJICICTBEHHBIX OOJIE3HSIX
noj Ha3zBaHueM «MeH/IeJIeBCKOe HacIeAOBaHNE Y YesIOBEeKa: KaTajor 4e-
JIOBEYECKUX TCHOB M TeHeTHUeCKuX Oosesuei». [locnennee 12-e n3manue
sroit kauru 0610 B 1998 1. — McKusick, V. A.: Mendelian Inheritance in
Man. A Catalog of Human Genes,and Genetic Disorders. Baltimore: Johns
Hopkins University Press, 1998+(12th edition).

CrpaBOYHUK COJEPIKUT KaTaJOr T€HOB YeI0BEKa U MOHOTEHHBIX 00-
JIC3HEH M MMEEeT YETKYI0 KJIMHUYCCKYI0 OpUCHTAINI0. B HEM MOYKHO HaWTH
nHpopManuo 00 MACHTU(PUIIMPOBAHHBIX U KAPTUPOBAHHBIX T'€HAX YeJo-
BEKa, KOJAUPYEMBIX ‘IPOMYKTaX, MYTAHTHBIX aJlJICJSAX, BBI3LIBAEMBIX MU
3a00JICeBaHUSX.

Kaxnomy 10Kycy v (heHOTHUNY B KaTajlore MPUCBOCH IIECTU3HAYHBIN
Homep (MIM), KOTOphIH B HACTOsIIEE BpeMs CTal MEXKIYHApOIHBIM HO-
MepOM MOHOTEHHBIX 3a0oneBanuid. [lepBas mudpa B 3ToM HOMEpe orpee-
JSIeT TUITHACIICIOBAHUS.

1 = (100000-) ayTocOMHO-IOMHUHAHTHBIC T'€HbI UK (PEHOTHUIIbI (BBE-
filenbl B Katanor 10 15 mas 1994 r.).

2 — (200000-) ayTOCOMHO-pEICCCUBHBIC TeHbI HJIX (EHOTHUITBI (BBE-
JIeHbI B Katayor a0 15 mas 1994 r .).

3 —(300000-) X-crerieHHbIE TeHbBI WA ()EHOTHIIBI.

4 — (400000-) Y -crerieHHbIC TeHbI WK (EHOTHITHI.

5 — (500000-) MuTOXOHAPHATIBHBIC TEHBI MJIM (DEHOTHIIBI.

6 — (600000-) ayrocomHbIe TeHBI WK (PEHOTHUITHI (BBEICHBI B KaTajaor
nocie 15 mas 1994 r.).




Yerbipe nudpsl, CICSTYIONIUE MOCTIE TOYKA HEMOCPEICTBEHHO 3a IIe-
CTU3HAYHBIM HOMEPOM, TPETHa3HAYCHBI JJI1 KOJUPOBAHUS PA3INYHBIX MY-
TAHTHBIX BapMAHTOB JAaHHOTO TeHa. HampuMmep, pa3nudHbpie MyTalliy reHa
IX ¢akTopa cBepThiBaeMocTH KpoBH (reModwmius B) mMeroT Homepa OT
306900.0001 mo 306900.0101. I'en B-rnmoduna umeet Homep 141900, a my-
TAHTHBIN T€H ceprnoBUIHO-KIeTouHOM aHnemun — 141900.0243.

C 1998 r. karanor He Mepen3aaBajiCs U CYIIECTBYET B €KEIHEBHO
oOHoBIIstOMICHCS Bepcur B MHTepHeTe 1moj KoaoBbIM HazBanueM OMIM
(Online Mendelian Inheritance in Man). Odunmansueiii cait OMINM B
Wutepuere http://www.ncbi.nlm. nih.gov/omim/.

B Hacrosimiee Bpemsi Karamor pacmpoctpaHsercs HaummoHanmbHBIM
Ilentpom buorexnonornyeckoir Mudpopmammu — National Center for
Biotechnology Information (NCBI) uepe3 uTepHer.

Jlumepamypa:

1. llleBuenxo, B.A. I'eneruka yenoseka / B.A, Illesuenko, H.A. Tonopuu-
Ha, H.C. CtBonunckas. — M.: Bnanoc, 2004. — 240°¢.

2. 3amopoxan, B.H. Meaununckas rew€trka / B.H. 3amopoxan, 10.H.
baxopa, A.B. lllesenenkoBa, M.M. YecHnokoBa.— Onecca: OHMenV, 2012. —
278 c.

3. Y30ekckoe obmecTtBo remoduauus [DnekTpoHHslii pecype]| / Mctopus
remoduuu. — Pexxum nocryma: http://hemophilia.uz/istoriya-hemophilii.html. —
Hara nocryma: 12.03.2018.

4. Kaprenb, H.A. T'enetukas DHimkionequyeckuii cinosaps / H.A. Kap-
tenb, E.H. MakeeBa, A-M: Mesenko. — Munck: benopycckas nHayka, 2011. —
992 c.



JIEKIINA 3. TIOCTPOEHUE U AHAJIN3 POJOCJIOBHBIX

1. CocTtaBneHue pogoCIOBHOM
2. 'eneTnveckuit aHaan3 poa0CIOBHOM

1. CocTaBJjieHUE POIOCTOBHOM

CyTh MeTO/A 3aKJII0YAETCs B COCTABIEHUU POJOCIOBHOM U MOCIEIY*
0K ee aHanu3. BriepBble Takol moAXoJ ObLI MPEIJIOKEH aHTIUUCKUM
yueHbIM O@. ['aibToHOM B 1865 1. ['eHeanmornueckui METOI BKIFOYAET ABA
ATara: COCTaBJIEHNE POJOCIOBHBIX U UX T€HEATOTUUYECKUM aHaIIH3.

COop cBesieHHIt 0 CeMbe HAUMHAETCS C YeJIOBEKa, Ha3bIBAGMOI'O IIPO-
6angomM. OOBIYHO 3TO OONBHOM C M3ydaeMbIM 3a0o0seBaHueM. JleTn omHoM
POJUTENLCKOM Maphl Ha3bIBAIOTCA cuOcamu (OpaThs-cecTphl),/ B 60mbIINH-
CTBE€ CJIy4aeB POJOCIOBHAs COOMPAETCS MO OJHOMY HJid HECKOJIBLKUM MpPHU-
3HaKaM. PojociioBHass MOKeT OBITh TMOJHOM WM ‘OFpaHuydeHHON. Yem
00JIbIII€ TOKOJICHUH MPOCIICKEHO B POJOCIOBHOM, TEM OHA IOJHEE U TEM
BBIIIIE IIIAHCHI HA TOJYyYE€HHE IMOJHOCTHIO JQCTOBEPHBIX cBeaeHui. COop
reHETUYEeCKON MHQPOpMALIMKU MPOBOAUTCS AIyTEM OIpOCa, aHKETUPOBAHMUS,
JUYHOTO 00cienoBaHus ceMbu. ONMpoc HAUMHAETCS OOBIYHO C POJICTBEH-
HUKOB 0 MaTE€PUHCKOW JIMHUM: O0aOYIKM W JEAYIIKH MO0 MaTePUHCKOU
JIMHUY, C YKa3aHUEM BHYKOB, JIeTeH kaXa0ro pedeHka 0a0yIiKu U AeayI-
K. B po0CIOBHYIO BHOCAT CBEHEHHUS O BBIKUJIBIIIAX, a0OpTax, MEPTBO-
POKJICHHBIX, OECIIJIOIHBIX Opakax u Ap.

[Ipu cocTtaBieHUH ;pOJOCIOBHOM BEACTCA KpaTKas 3alucCh JAHHBIX O
KaXJIOM 4JIEHE POJia ¢ yKa3aHUEM €ro POJICTBA MO OTHOILICHHUIO K MPOOaH-
nay. OOGBIYHO yKa3bIBAKOTCA: (paMUIUs, UM U OTUECTBO, JlaTa POXKICHUS U
CMEPTH, BO3PacCT, HAIIMOHAIILHOCTh, MECTO JKUTEJILCTBA CEMbH, Mpodeccusi,
HaJlMyue XpOHUYECKUX 3a00JI€BaHUN B CEMbE, MPUUUHY CMEPTU yMEPIIUX
u ap.

[Tocne eOopa cBefeHU COCTABIISIIOT Tpaduueckoe U300pakeHUue po-
JIOCJIOBHOM, UCIIOJIb3YSl CUCTEMY YCIIOBHBIX 0003HaY€HH (pHUC.).

Beimomnusst 3Ty paboTy, BaxkHO COOJIOIaTh CICAYIOIINE TTPaBUIIA;

1. CocraBnenue poAaoCI0OBHON HauMHAIOT ¢ podanaa. bpartes u cect-
pPHl pacnoyiaratoTcs B MOPSAJIKE POXKACHUSA CJIEBAa HAMNpPaBO, HAYMHASL CO
CTapuiero.

2. Bce uneHbl poJI0CTIOBHOM PACIIOIararoTCsl CTPOro MO MOKOJIEHUSIM B
OJIVH P,

3. Ilokonenust 0003HAYAIOTCS PUMCKUMHU LM(pamMu cieBa OT POJo-
CJIOBHOW CBEpPXY BHU3.

4. Apabckumu nudpamMu HyMepyeTcs MOTOMCTBO OJTHOTO MOKOJICHUS




(0ZlMH psMT) cIIeBa HAIPaBo.

5. B cBs3U ¢ TeM, YTO HEKOTOphIE OOJIE3HU MPOSBIAIOTCS B pa3HbIC
MIEPUO/IbI )KU3HH, YKA3bIBAETCSI BO3PACT YWICHOB CEMBH.

6. OTMeUaroTCs TUIHO 00CIe0BaHHbBIC YICHBI POIOCIOBHOM.

I'padpuueckoe n3006pakeHre poJOCIOBHON MOXKET ObITh BEPTUKAIBLHO-
TOPU30HTAJIBHBIM WM PACMHOJIOAKEHHBIM MO KPYry (B ciiydae OOIIUPHBIX
naHHbIX). CxeMa poJ0CIOBHON COMPOBOXKIAETCS ONMMCAHUEM 0003HAYEHU
MOJi PUCYHKOM, KOTOPOE€ Ha3bIBAETCS JIET€H I0M.

2. 'eHeTHYeCKHUIi aHAJIHN3 POJAOCTOBHOM

3amaya TeHETUYECKOr0 aHaliM3a - YCTAHOBJIEHHWE HAacCJeICTBEHHOTO
xapakTepa 3a00JieBaHUsI U TUIIA HACJIEAOBaHMUS, BBISIBICHUE FETEPOZUTOT-
HBbIX HOCHUTEJIE MYTAaHTHOTO I'€Ha, a TaK K€ NPOTHO3UPOBAHUE POXKICHUS
OOJBHBIX JIeTEN B CEMbSIX C HACIIEJICTBEHHON MATOJIOTHEN.
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AHaJIU3 POJOCIOBHON BKIIFOYAET CIIECIYIOIINE ITAIbI:

1. YcraHoBneHue, SIBJISETCS JIM JAaHHBIA MPU3HAK WU 3a00JICBaHUE
€IMHUYHBIM B CEMbE WJIM UMEETCS HECKOIBKO CIy4aeB (CEMEHHbIA Xapak-
Tep). Ecnu mpu3Hak BcTpedaeTcsi HECKOJIBKO pa3 B pa3HBIX MOKOJIEHUSAX, TO
MOHO TPEANoJiarath, YTo ATOT MPU3HAK UMEET HACJICJACTBEHHYIO MPUPO-
ay.

2. Onpenenenue TUIa HACIEIOBaHUs MpU3HaKa. [[s 3TOro aHanusu=
PYIOT POJIOCTOBHYIO, YUUTHIBAS CIAEAYIONIME MOMEHTHI: 1) BCTpedaeTcsJIi
M3y4aeMbIil MPU3HAK BO BCEX MOKOJCHUSX U MHOTHE JIM YJIEHBI POLOCIOB-
HOM 00JiaaroT UM; 2) OJMHAKOBA JIM €r0 YacToTa y JIUIl 000MX HOJOB U Y
JIUI] KaKOTO T0JIa OH BCTPEYAETCs yallle; 3) JMlaM KaKoro mnoJjia,aepeaet-
Csl MPU3HAK OT OOJILHOTO OTIa U OOJIbHOU MaTepH; 4) eCTh B POIOCIIOB-
HOM ceMbU, B KOTOPBIX y O0OUX 3J0POBBIX POAUTENECH POKIATUCH 0O0JIb-
HBIE JIETH, WIN Y 000UX OOJIbHBIX POJAUTENEH POXKIAIUCh 3JI0POBBIC JIETH;

5) Kakas 4acTb NOTOMCTBAa MMEET HACJIEAYEMbIM MPU3HAK B CEMBbIX,
rje O0JieH OJUH U3 POJUTENEH.

B 3aBucHMoOCTH OT THINA Hacyiea0BaHUs QOIMAS KapTHUHA POJIOCIOBHOM
BBITJISIIAT TTO-PAa3HOMY.

AyTOCOMHO-JJOMUHAHTHOE HACJICJOBAHWE XapaKTEPU3YyeTCS TE€M, UTO
MYTaHTHBIA T€H CBA3aH C ayTOCOMOW M, HPOSBIISIETCS KaK B TOMO3UTOTHOM
(AA), Tak 1 B reTepo3urotHoMm (Aa).cocrosHusx. B cumy storo mpocie-
KUBAIOTCS CJIETYIONIME 0COOCHHOCTH HACIIEJOBAHMUS:

1) mepenava matoaoruw OT.00JBHBIX POJUTENIEH K JETAM;

2) 06a noJia MOpakai0TCs, B PaBHBIX MPOTOPLIHUSIX;

3) 310pOBbIC YIEHBL CEMbU OOBIYHO UMEIOT 3JJ0POBOE MOTOMCTRO;

4) oTel ¥ MaTh ‘QAMHAKOBO MEPEIAI0T MyTAHTHBINA I'eH J0YEPSAM U Chl-
HOBBSIM.

Bo3MorkHa nepenada 007€3HU OT OTIIA K ChIHY.

Knunptieckuie mposiBieHUs: 00JIe3HU MOTYT 3HAYUTEILHO BapbUPOBAThH
B 3aBUCHMOCTU OT SKCIPECCUBHOCTH W MEHETPAHTHOCTU I'eHa. DKCHpec-
CHUBHOCTBIO HA3bIBAETCS CTENCHb BHIPAXKEHHOCTH I'eHa (B HAIIeM cllydae —
TsKecTh 3a0oseBanust). [Ipu BBICOKOM KCIIPECCUBHOCTU I'€HA PAa3BUBAETCS
TspKEIast, 4acTo C JIETAJIbHBIM UCX0JI0M (popma 3a00sieBaHUsl, TPU HUZKOU —
BHEIIIHE YEJIOBEK 3/10POB.

[Tox meHeTpaHTHOCTIO MOHUMAETCS YacTOTa MPOSIBJICHUS MyTAHTHOTO
reHa cpeau ero Hocuresed. OHa ompeaensieTcss OTHOIIEHUEM YKCiia 0CO-
Oeil, UMEIOINX JaHHYI0 00JIe3Hb (WM MPHU3HAK), K YHCIYy 0CO0eH, MMEro-
X JAHHBIM TeH, BBIPAXXEHHBIM B MpolleHTaX. Hampumep, meHeTpaHT-

HOCTh arepockieposa 40%, cunapoma Mapdana 30%, peTHHOOIACTOMBI
80% u T.1.



DKCIPECCUBHOCTH U MEHETPAHTHOCTH KOJIEOIIOTCS B MIUPOKUX TIpEIe-
nax (ot O no 100%) u cuiabHO 3aBUCAT OT YCIOBUM BHelIHel cpenbl. Ilo
ayTOCOMHO-JIOMHUHAHTHOMY THUITY HAClEIyeTCs MOJUIAKTHINS (IecTura-
JIOCTh), OpaxuaakTWiIus (KOPOTKOMAJIOCTh), aXOHIPOIUIa3us (KapJiIuKo-
BOCTh), cuHApoM Mapdana ("mayusu nanblpl") U apyrue 3abosieBaHUs
(puc. 2.3).

[Ipy 1OMUHAHTHOM THUIIE€ HACJIEIOBAaHUS, €CIM OJUH U3 POJUTENCiH
OosieH (Aa), BEpOSITHOCTh pOXKACHUSI 00JIbHOTO pebeHka paBHa 50% mpu
YCJIOBUY MOJIHOW MEHETPAHTHOCTH T'eHa. B ciydae reTepo3uroTHocru '000-
ux poauteneit (Aa x Aa) 00JbHBIE IETH MOTYT POJIUTHCS C BEPOSTHOCTHIO
75%. MHorue ayToCOMHO-JIOMUHAHTHBIE 3a00J€BaHUSI B TOMQ3UIOTHOM
COCTOSIHMM MPOTEKAIOT B OoJee Tsxkenou popme, uem y rerepo3urot. Of-
HAKO B MPAKTHKE HEPEIKH CIydau, KOrjJa HOCUTEIH JOMHUHAHTHOIO T'eHa
ocTaroTcsi (DEHOTUIMUYECKHU 37I0pOBBIMU. B pesyinbrare, BUJ pOJIOCIOBHOM
U3MEHSETCS U MOSBIISIIOTCS TPOIMYCKU MOKOJIEHHIA.

HocutenbcTBO TOMUHAHTHOTO reHa 0e3 (PEHOTUNHYECKOro MpOosiBIIE-
HUSL MOKHO 3aIll0J03PUTh Y OJHOTO U3 POJIUTEIICH, €CIU CPEeAN €ro MoToM-
KOB MOSIBWJIMCH OOJIbHBIE C TaKOM ke JoMUHaHTHOM matosorueit. Korna y
3I0POBBIX POJUTENEH MOABUICS OO0JIbHOMN PEOEHOK U B POJIOCIOBHOM €CTh
Ipyrue ciiydau 3Tou 00JIe3HU, TO MPABOMOYHO MPEANnoJaraTh, 4YTo y OJHO-
ro U3 poauTeseit 00IBHOTO OBLT Ae(PEKTHBIN I'eH, KOTOPBIM HE IIEHETPHUPO-
BaJl, HO OBbUI IEpeIaH MOTOMKY:

JIOMUHAHTHBIN Te€H MOXET, 00JaaTh pa3HOM CTEMEHbIO YKCIPECCUB-
HOCTH, YTO 3aTpPyAHSET,YyCTaHOBJICHUE ayTOCOMHO-JIOMHHAHTHOT'O THIIA
Hacjea0BaHus. PaccMOTpUM 3TO Ha MpUMepe HACIEACTBEHHON MaTOJOTHU
COCIMHUTENIbHON TKaHW— cuHApoMa Mapdana. Berpewarorcs Tsxkenbie
(dopMbl 3a00JIEBAHMS C KJIACCHUUYECKUM TOPAKEHUEM KOCTHOM CHCTEMBbI
(ckomo3 WM. KH(POCKoIMo3, aeopmanmsi TPYIWHBI, BBICOKHNA POCT),
HapYyIICHUEM: 3pEHUS (IBYCTOPOHHUIN BBIBUX XPYCTaJlMKa) U CEPJIEUHO-
COCYJIMCTOM “\cUCTeMbI (paciupeHue aopthl). Habmomarorcst U cTepThie
CIOpMbI‘CHHApoMa MapdaHa, KOTOpble HU JTUArHOCTUPYIOTCS (acTeHHUUE-
CKOE TEACIIOKEHUE, apaXHOJAKTUIN, HeOonbinass mMuonus). Cnabo BHI-
pa’kCHHbBIC KIIMHUYECKHUE (DOPMBI OOJIE3HU MOTYT JIErKO MPOMYCKAThCs, TO-
T/la POJAOCIIOBHAsI TAKXKE TEPSET CBOM "KIAaCCHYECKUU'" BUJ, BBISBISIIOTCS
MPOMYCKH MoKkojaeHuM. [loaToMy BaXKHO MPOBOAUTH JIMUHOE 0OCIIEI0BaHHE
BCEX YJICHOB CEMBH.
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Puc. 2.3. PoaocnosHan cembi C Gpaxuaaktunmen

HpI/I AYTOCOMHO-PEHECCUBHOM THUII€ HaC/I€A0BaHUA MYTaHTHBIﬁ
I'CH IIPOABJIACT CBOC I[GﬁCTBHC TOJILKO B TOMO3HTOTHOM cocTtosHuu [lo
ITOM IMPUYIHNHC B IT'CTCPO3UTOTHOM COCTOAHHUU OH\MOKET CYHICCTBOBATH BO
MHOT'HX ITIOKOJICHUAX, HC IPOABJIAACH (I)GHOTI/IHI/I‘-IGCKI/I. HpI/I JAaHHOM THUIIC
HaCJI€10BaHUA 3a0o0eBanue BCTPCHACTCA ‘B pO,HOCJ'IOBHOfI PCAKO U HC BO
BCCX ITOKOJICHHUAX. BCpOHTHOCTB 3a00JeBaHU Y ACBOYCK W MAJBYHUKOB
OJWHAKOBA. HpI/IBHaK MOJKCT IMPOABUTHCAY ILCTGIZ, pPOaAUTCIIN KOTOPBIX ObI-
JU 3J0POBBL, HO ABJIAACH I'CTCPOZUT'OTHBIMHA HOCHUTCILIMHU MYTAHTHOI'O I'C-
Ha.

Bo03MOXHBI HECKOJIbKO BAPUAHTOB TAKUX OPAKOB:

1) maTh aa X oTel aa —y TakuX pojauTese Bce IeTH Oy 1yT OOJIbHBIMHU (aa);
2) maTth Aa x orell aa = 50 % nereit Oyayt 0oiabHbIMU (TeHOTHIT aa) U 50 %
(beHOTUTTNYECKH 3AQPOBBIMH (T€HOTHN Aa), HO OYAYT SBIATHCS T€TEPO3H-
TOTHBIMU HOCUTEISIMU J1e(hEeKTHOTO TeHa;

3) math Aa xorel Aa — 25 % nereit OynyTt 00oiabHBIMU (TeHOTHIT aa), 75 %
dbenoTunMEEeCKH 310poBbIMU (TeHOTUTIBI AA 1 Aa), HO 50 % 13 HUX OyIyT
HOCHUTEISAMH MYTaHTHOTO TeHa (reHOTUIl Aa).

N3BecTHO, YTO YacTOTa BO3HUKHOBEHHUS HACJIEICTBEHHBIX PEIIECCUB-
HQ-aYTOCOMHBIX 00JI€3HEW HAXOIUTCA B MPSIMOM 3aBUCUMOCTH OT CTEIEHU
PACHPOCTPAHEHHOCTH MYTAaHTHOTO T€Ha cpeau HaceyeHus. YacTora Takux
0oJie3He 0COOCHHO TOBBINIACTCS B U30JISITAX W CPEAN HACEICHHSI C BBICO-
KUM MPOILIEHTOM KPOBHOPOJCTBEHHBIX OpakoB. Takue Opaku OTpHIlaTeNb-
HO BJIUSIIOT Ha MOTOMCTBO, Ha 3TO YKa3bIBaeT TOT (haKT, YTO YMCTBEHHAas
OTCTAJIOCTh CPEAM JACTEH OT POJCTBEHHBIX OpakoB B 4 pasa BHINIC, YEM B
CEMBSX C HEPOJCTBEHHBIMU OpaKamH.
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Puc. 2,4. PogocnosHan CeMbi C ansbuHMamMom

[Ipy ayTocOMHO-pelieCCHBHOM THIIEe HACJHENOBaHUS (KaK U IpH
ayTOCOMHO-/IOMHUHAHTHOM) BO3MO>KHbBI pa3jiduHas CTEIEHb SKCIPECCUBHO-
CTHU W TICHETPAaHTHOCTH Tmpu3Haka. K <3a0onmeBaHusiM C ayTOCOMHO-
PELIECCUBHBIM THUIIOM HACJEIOBaHUS QTHOCITCS MHOTrue 00Jie3HUM OoOMeHa
BEIIECTB, CpPeau KOTOPHIX (EHUIKETOHYPHS, TaTaKTO3EeMHUS, AIbOMHU3M
(puc.2.4), MyKOBHUCIIMA03 U Jp. Y CTAHOBIIEHO, YTO PEIECCUBHbBIEC 3a0o0Jie-
BAHUS Yallle JUATHOCTUPYIOTCS B"'PaHHEM BO3pACTE.

HaciienoBanue 3a00/€BaHu, CHEIJICHHBIX C MOJIOM, OIIPEICTSACT-
Cs TEM, YTO MYTAHTHBIM FEH PACIIONOXKEH B X UK Y -xpoMocome. M3Bect-
HO, YTO y JKCHIIMH UMEIOTCS ABE X-IOJIOBBIE XPOMOCOMBI, 4 Y MYKYUH —
onHa X- ¥ OJHA Y -XpOMOcoMa. Y 4YeloBeKa B X-XpOMOCOME JIOKaJIU30Ba-
HO Oonee 200 reHoB. 'eHbl, pacnoaoKeHHbIE B XpOMOCOME X, MOTYT OBITh
PELIECCUBHBIMU WJIM JIOMUHAHTHBIMH.

Y KCHUIMH MYTaHTHBIM T€H MOXET HaxOJHWThCi B obOeux X-
XpPOMOCOMaxX+WJIA TOJIbKO B OJIHOM M3 HUX; B IMIEPBOM ClIydyae OHA TOMO3MU-
rOTHA, BO) BTOPOM — T€TepO3UTOTHA. MYKUMUHBI, ABISACH TEMU3UTOTHBIMU
(MMEIOT TOJIBKO OJTHY XpOMOCOMY X), IMEPEIAI0T €€ TOJIBKO JOYEPSIM U HU-
Korma — ChIHOBbSIM. JIt00OM I'eH, KaKk JOMUHAHTHBIN, TaK U PEIIECCUBHBIM,
JIOKaJIN30BaHBI B €T0 X-XpOMOCOME, 0053aTeIbHO OyAeT MpOosBIATHCS. B
ATOM TJIaBHas 0COOEHHOCTh X-CIIETVIEHHOTO HACIEIOBAHUS.

Jnst X-CIEerIeHHOro peecCuBHOTO HACIENOBAaHUS XapaKTEPHBI Clie-
TYIOITE 0COOCHHOCTH:

1) 3aboneBaHue BCTpeyaeTcs yalle yiaull My>XKCKOTO 1014,

2) OT 30POBBIX POJUTENEH MOTYT POJIUTHCS OOJBHBIE AETH (Eciu
MaTh reTepO3UTOT HA IO MYTAHTHOMY T'€HY);




3) GonbHBIC MYKYMHBI HE TIepeaatoT 3a00JIeBaHNE CBOMM CHIHOBBSM,
HO WX JJOYEPH CTAHOBSATCS IeTEPO3UTOTHBIMU HOCUTEISIMU OOJIC3HH;

4) O60JBHBIC KESHIMUHBI MOTYT POJMUTHCSA TOJIBKO B CEMBSX, IJIC OTEIl
00JIeH, a MaTh TE€TEPO3UTOTHA TT0 MyTAaHTHOMY T€HY.

PaccMOTprM HECKOJIBKO TTPUMEPOB, KOT/Ia B X-XPOMOCOME JIOKaJIH-
30BaH pereccuBHBIA TeH. Ecmm B Opak BCTymaeT 370poBasi JKCHIIMHA H
00JILHOM MY)KUHMHA, TO B TAKOW CEMbE BCE JICTH OYIYT 3J0POBBIMH, a JIOYC=
pH TOTy4aT OT OTIa OJHY X-XpOMOCOMY C MYTaHTHBIM T€HOM H OYIyTiTe-
TEPO3UTOTHBIMA HOCHUTEISAMHU (T.K. BTOPYIO HOPMAJIBHYIO X-XpOMQCOMY
OHM TIOJTyYaT OT MaTtepu). B ToM citydae, eciim B Opak BCTYIAIOT 3A0POBBIN
MY>KUYMHA ¥ KEHIITMHA - HOCUTEJIbHUIIA MTaTOJIOTHIECKOTO TeHa, TO BEPOSIT-
HOCTb POKJACHUS 00JILHOT0 MabuuKa cocTaBUT 50% OT BCeX MaTbUHUKOB U
25% - oT BCex merei.

BeposTHOCTB pokIeHNs OONBHBIX J€BOYCK OUCHB HHU3KA M BO3MOKHA
JIUIb, €CIIK OTEI] 00JICH, a MaTh T€TEPO3UTOTHA 10 ‘MYTaHTHOMY TeHy. B
TaKol ceMbe MOJIOBMHA MaJIbYUKOB OyayT OonbHbIMU. Cpenu JeBouek 00-
JIE3Hb TPOSBUTCS y TIOJIOBUHEI, a Apyras MOJOBHHA OyJeT HecTH aedeKT-

HBIMN T'eH.
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Puc.2.5. PogocnoeHad ¢ X-CHEIUVIEHHEIM PEIIECCHEBHBIM THIIOM HAC/IETOBAHHA
(remodrmHA)

Kilaccuueckum npuMepoM pPELEeCCUBHOIO, CLEIUIEHHOIO C IO0JIOM
HACJIEIOBAHUS, MOXKET CIYKUTh remModuius. bojbHbIE cTpajgaloT MOBHI-
LIEHHON KPOBOTOYMBOCTHIO. lIpuuymHa - HEZOCTATOYHOE COAEp)KaHUE B
KpoBU (PaKTOpOB cBepThIBaHMs KpoBU. Ha puc. 2.5 m3obpaxkeHa pojo-
CJIOBHasl CeMbHM € remoduineil. AHaau3 pOJOCIOBHOW MOKA3bIBAET, YTO
ooneroT Tonbko Mampumku. (II - 1,4; 111 - 7,15). OTcroga MOXHO TIpEIo-
JIOKUTh, UTO T€H TeMO(UIINH CIEIUICH C TT0JIOM. BonbHbIE AeTH Yalie pox-
JAl0TCA OT 3/I0POBBIX POJAMTENIEH M, CIEIOBATENIbHO, I'eH O0JIe3HU pelec-



CUBHBIH.
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PucyHoxk 2.6 — HaciienoBanue, cuenieHHoe ¢ 10J10M

N3BecTHO, 4TO reMouiiisg MIMPOKO PACPOCTPAHEHA B KOPOJIEBCKHUX
cembsax EBpormbl. IT0 CBS3aHO ¢ 3aKtOUYEHHUEM OJIM3KOPOJICTBEHHBIX Opa-
KOB. B pe3ynbrare BOZHUKIINE MYTallUM COXPAHANUCh BHYTpHU ceMbH. Ko-
posnieBa Bukropusi B AHrimu Oblia HOCUTENbHULIGH reHa remodunuu. Ee
ceiH Jleomonba poausics remodmimkom. Yepes cBoux Tovepeid 1 BHYKOB
KopoJieBa Bukropus nepenana ren remogwiuu Bonpaemapy u I'enpuxy
IIpycckum, @puapuxy Il'ecceHckoMy, HmMapeBuuy Ajekcero PomaHOBY,
Pympexty Tex-ATnoHckomy, NBYM ©arTeHOEPICKUM M JBYM HCIIAHCKUM
npuHiam (puc 2.6). Kpome remodpunnu, B X-XpoMoCcOMe JIOKaTHU30BaHbI
pELECCUBHBIE T€HBI, 00YCIOBIMBANOIIME MUONATHIO J[follIeHHa, HEKOTOpbIE
dbopMBI TAIBTOHU3MA U JIP. 3a00JICBaHUS.

IIpu nokanu3auuy B 'XpoMocoMme X JOMUHAHTHOI'O T'€Ha THUIl Haclie-
JIOBaHUSI HA3bIBACTCSL X+CIICTNICHHBIM JIOMUHAHTHBIM. J[JIs1 HETO Xapakrep-
HBbI CJIEYIOIINE TPUSHAKH:

1) 60ner0T KaK MY>XYUHBI, TaK U YKEHIIUHBI, OJJTHAKO OOJIbHBIX YKEH-
IIUH B JiBa pa3a 60bIiie, 4eM O0JIbHBIX MY>KUHH;

2) 3a0eJicBaHNE NMPOCIIECKUBACTCS B KAXKIOM MTOKOJICHUH;

3)'ecnu OojeH OTel, TO BCE €ro A04Yepu OyayT OOJIbHBIMHU, a BCE ChI-
HOBbSI 3TOPOBBIMU;

4) ecnu MaTh OOJIbHA, TO BEPOSITHOCTH POXKIEHUSI 00OJIBHOTO peOeHKa
paBHa 50 %He3aBUCHMO OT MOJIA;

5) 6onapHBIME JIeTH OYIyT TOJBKO TOT/Q, €CIM OOJIEH OJIUH U3 POJIH-
TEJICH;

6) y 310pOBBIX POJUTENCH BCE AETU OYyT 3710POBBI.
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Puc. 2.7. PogocaoBHad ¢ Y-CHEIUIEHHBIM THIIOM HacfieIOBaHHA (THIEPTPHXO3).

[To X-cuemneHHOMY AOMHHAHTHOMY THIy“HacieaytoTcs (ocdare-
Must (HeocTatok ocdara B KpoBH), KOpUHHEBAsE OKpacka 3Maiu 3y00B U
AP

NmeeT cBOU 0COOEHHOCTH U Y -CLEMIEHHOE HACIEIOBAHUE:

B Y-xpomocoMe y My>X4MH JTOKQJIM30BaHO HEMHOTO reHOB. OHH TIie-
pENAlOTCS TOJBKO CHIHOBBSIM-~.M, HHUKOT/A J0YepsiM (TOJIAHAPUYECKOE
HacienoBanue). C Y-XpoMOCOMOW y MYXKYUH HACIEIYIOTCA Takue MNpu-
3HaKM, KaK TUNEPTPUXO03 (HAIM4YUE BOJIOC MO KPaw YIIHBIX PaKOBHUH),
KO>KHBIE MEPENOHKN MEXKIY, MAIbIIAMHU HOT, pPa3BUTUE CEMEHHHUKOB, UHTCH-
CHUBHOCTBH POCTa TeJa, KOHEUHOCTEN U 3yOoB. XapaKTepHble 0COOEHHOCTH
HACJIEJOBAaHUS C Y -XpOMOCOMOM MOKHO BUJIETh Ha puUC. 2.7.
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JIEKIIMA 4. TEHBI, KOHTPOJ/IUPYIOIIUE METABOJIU-
YECKUE ITPU3HAKHU

1. «Bpoxaennbie ommbku Metabonu3may I'appoaa
2. XapaKTepuCTHKa TeHHBIX OOJIE3HEM
3. bone3Hn aMMHOKHCIOTHOTO OOMEHa

1. «BpoxaeHHble olINOKHA MeTadoau3Ma» I'appoaa

B 1902 roay Bbeinmia cratbsi «PacnpOCTpaHEHHOCTh aJKANTOHYPHU:
U3YYEeHHE XUMUUYECKUX OCOOCHHOCTEI», aBTOp KOTOpor ApuunOansi Iap-
pox (A. Garrod) npuMeHHT MEH/ICJICBCKYIO KOHIICTIIIMIO T'eHa (Ha IIPUPOTY
YEeJI0BEKA, a AKCIIEPUMEHTAIBHBIM M0AX0 1 MeHaes UCTI0b30Ball JJIs UC-
cienoBaHus venoBeka. ['Ippona Obul Bpadom, mpeeMHukom, Ociepa Ha ca-
MOU MpecTXHOM Kadeape meaunnHbl B Okcdope. EFo Bkiaa B reHETUKY
YeJIoBeKa He ObLT OIEHEH MPH XKU3HHU. brojorn oOpamiaig Majao BHUMaHUS
Ha pa0OThl MeIUKOB. VX MHTEpeC ObUT CKOHIICHTPUPOBAH Ha (DOpMAIIbHBIX
BOMNPOCAxX T'€HETUKHU, a HE HA JCUCTBUM reHa. MENUIMHCKAN MUP HE MO-
HUMaJI BAKHOCTH €ro HabmroaeHui 1 Menuiuael. [1o muenuro ['appona,
Han0oJiee BAKHBIN pe3yiIbTaT MPOBEACHHBIX YICCIICAOBAHUN aJIKAITOHYPUU
COCTOUT B CIEAYIOLIEM:

«... MHAUBHUJ JIUOO UMEET BBIPAKEHHYIO POpMY alIKalTOHYPHUH, JTUOO
HaxXOJUTCS B HOPMAJbHOM COCTOSIHUM, TO €CTh JIMOO W3 €ro OpraHu3Ma
BBIJICIIIETCA HECKOJIBKO IPaMMOB TOMOT€HTU3UHOBOM KUCIOTHI B JI€Hb, JI1-
00 kuciI0Ta BOOOIIE HE BhIASHsAETCs. Jl0o CUX MOp HUKOT/A ellle He Ha0Jto-
JaJIOCh €€ TMOSBJICHUSL B, CII€JOBBIX KOJMYECTBAX WJIM MOCTENEHHOTO YBE-
JIMYCHUS UJIM YMEHBUICHUS €€ BbIJICJICHUA. ...

Btopas BaxHass 0COOEHHOCThH 3a00JIeBaHUsI 3aKJIFOYAETCS B TOM, UTO
OHO «B MOAABJSIOIIEM OOJBIIMHCTBE CIy4acB SABISETCS BPOKICHHBIM...».
N B-TpeThUX) «3Ta aHOMAJIMS MOXKET MPOSBIATHCSA Y JBYX WM OOJBIIETO
yucia OpaThbeB U CECTEP C HOPMAIBHBIMU POAUTEISIMU, CPEJIU MPEIAKOB KO-
TOPBLIX HE OTMEUAIOCh CJIy4yaeB BO3HHKHOBEHHS ATOro 3aboseBaHus. B-
YETBEPTHIX, B IIECTH U3 JCCATH ONMUCAHHBIX CEMEH POUTETN ObLIH Ky3e-
HamM, B TO BpeMsl Kak Opaku MEXJy Ky3eHaMu B AHIJIMM TOTa COCTaBIIsI-
nn He 6onee 3%. OmgHako, ¢ APYrol CTOPOHBI, JIETH C AIKANTOHYypUEH
POXKIAIOTCS TOJBKO B HEOOJIBIIIOM ITPOIIEHTE CIIy4yaeB BCEX OPaKOB MEXKIY
Ky3C€HaMH.

«Het ocHoBaHuUl mpeamnoaaraTb, YTO NPOCTO POJACTBO MEXKY POJUTE-
JIMU MOJKET MPUBOJAUTH K TAKOMY HAPYIICHUIO Y TTOTOMCTBA, KaK aJjiKar-
TOHYpHUS, U Mbl JIOJDKHBI CKOpPEE MCKaTh OOBSCHEHUE B HEKOTOPBIX OCO-
OCHHOCTSAX POAUTEJICH, KOTOPhIE MOTJIM OBl TIPOSIBISATHCSA HA MPOTSHKECHUU




MTOKOJICHW, HO MMEIOT OOJIBIIIYI0 BEPOSATHOCTH MPOSBHUTHCSA Y MTOTOMKOB
IIPU COO3€ JIBYX WICHOB CEMbH, B KOTOPOU UMEIOTCS HOCUTEIN ITUX MPU-
3HAKOB.

3atem [ppon ymomuHaeT 3akoH HacleJOBaHHS, OOHAPYKECHHBIM
MenneneMm, KOTOpBIM «IpejiaraeT pa3yMHOE OOBSICHEHHE 3TOr0 sIBJie-
HHUS», CXOJTHOTO C HACJIEJIOBAaHUEM PEIECCUBHBIX MPU3HAKOB. OH IUTUPYET
BbICKa3biBaHue baTrcona m CaHuepca , ¢ KOTOPBIMH OH OOCYXJal CBOM
JAHHBIE:

«... MBI 3Ha€M, 4TO IIpU Opakax MEXKJYy Ky3€HaMHu CO3/Ial0TCs YeIOBUS
JUTSL TIPOSIBJICHUSI y TIOTOMCTBA PEJIKUX W OOBIYHO PElECCUBHBIX~CBONCTB.
Ecnu HOCHTENbh TaMeT C TaKUM CBOMCTBOM BCTYIAET B Opak ¢ MHIUBHUIOM,
UM HE 00JIaJarolIuM, CBOMCTBO €1Ba JIU TMPOSBHUTCSA, HO~KY3€HBI YacTO
UMEIOT CXOJHBIE TaMeThl, KOTOpbIE MpU Opakax MEXIAy HUMH MOTYT
CIUTHCA U TAKUM 00pa30M MPUBECTU K MPOSIBIICHUIO B-3UTOTE crienuduye-
CKHUX PELICCCUBHBIX CBOMCTBY.

[Tociie KpUTHMYECKOTO aHajdu3a BO3MOXKHBIX | IPUUYUH aJKANTOHYPUH
I'sppon nemaet BBIBOA:

«B3rsi Ha aTKaNTOHYPUIO KaK Ha OTKJAOHEHUE OT HOPMAJIbHOTO Me-
Ta0oJM3Ma WM MHOW TUN MeTaboM3Ma \HPUOOpETET 3HAUUTEIIbHBIN BeEC,
€CJIM MOHO OYJIeT MoKa3aTh, YTO ATO HE, SIMHCTBEHHBIN TPUMEpP XUMHYE-
CKMX HapYILICHUH B OPraHU3ME U HTOMMEIOTCSI aHAJIOTUYHBIE OTKJIOHEHHS,
KOTOPBIE MOKHO OTHECTH K 3TOMIKE KATETOPUN.

OTMeTHB B Ka4eCTBE BO3MOKHBIX IMPUMEPOB aTbOMHU3M M ITUCTHHY-
PHIO, OH MPOJOJDKIIL: «MOXET U OBITh TaK, YTO UMEIOTCS JPYyTrue XUMHU-
YECKUE aHOMAJIMU, KOTOPbIE HE COMPOBOXAAIOTCA TAKUMHU SIBHBIMHU Hapy-
HIEHUSIMU (KaK TPU COCTOSIHUSI, OMMMCAHHBIC BBIIIE) U KOTOPHIE MOKHO BbI-
SIBUTh TOJIBKO C TOMOIIBbKO XUMUYECKOTO aHanu3a?». 1 nanee:

«Ecnu B, Cilyyae alKanTOHYpUU U NPU JPYTUX YIOMSIHYTHIX 3a00s1e-
BaHHAX MBI'IMECM JIEJIO C OTJASIbHBIMUA HapYyIICHUSIMH MeTaboM3Ma, a He
C pe3yibTaTaMH MaTOJOTUYECKOTO MPOIecca, €CTECTBEHHO ObLIO Obl AY-
MaTh, YTOQ 5TO BCETO JIUIIb UCKIIOYUTEIBHBIE CIIydau XUMHYECKUX Hapy-
IIEHU B OpraHu3Me, KOTOPBIE, BEPOSITHO, B HEOOJIBIIION CTETIEHN UMEIOTCS
¥ BEEX JIIOJIEH, U YTO TOYHO TaK K€, KaK CPEeAH MPEACTABUTENICH JaHHOIO
BHJa HET JABYX 0COO€M C WMJICHTUYHBIM CTPOCHHUEM Te€JIa, TaK HE MOTYT
OBITh UJACHTUYHBIMU U XUMHUYECKUE MPOLIECCHI B UX OPraHU3Max.

OH BbICKa3aJ MPEANOJIOKEHNE, UYTO Pa3IMYHas PEaKIrs Ha JEKapCTBa
1 WH(EKIMOHHBIE areHThl MOXKET OOYCIOBIWBATHCA TAaKUMU WHIUBHUIY-
aTbHBIMU (XMMHYECKUMU) paznuuusiMu. B pabote ['3ppoaa BeiaBHUTaroTCs
CJHEYIOIINE HOBBIEC MOJIOKECHUS.

1.V yenoBeka ajnkanTOHYpPUS WA €CTh, WJIH HET, MPOMEKYTOUYHBIX



COCTOSIHMI He ObIBaeT. JTO JCUCTBUTEIHHO Ta CUTYaIlMs, KOTJa MOXHO
cpa3y pacro3HaTh IPOCThIC BAPUAHTHI HACEOBAHMUS.

2. AHOMATHUS SIBISCTCS BPOXKICHHOM.

3. Ona BcTpeyaercs y CMOCOB, a HE Y poJiuTeneit

4. PonuTenu 4acTo Ky3€HBI.

JIBa mocienHnx 00CTOATENbCTBA OBUTH OOBSCHEHBI C TTOMOIIBIO MEH-
JICNIEBCKOM THUIOTE3bl HACIEAOBAHUSI PELECCUBHBIX MPU3HAKOB. OCOOEHHO
MOAYEPKUBACTCS POJIb OPAKOB MEXIY Ky3€HaMU B BO3HUKHOBEHUH PEIKUX
3a00JIEBaHUM; 3/1€Ch MbI OKa3bIBAEMCSl Y UICTOKOB MOMYJIAIIUOHHON FEHETH-
KH.

5.IToMUMO alIKaITOHYpPUU BCTPEYAIOTCS U JAPYTH€ OTKIQHEHUS OT
HOpMBI. K HUM OTHOCSITCS OTCYTCTBHME NMUIMEHTAa B KOXHBIXVITOKpOBaxX U
HUCTUHYpHUS. AJIKAITOHYPUS MOXET CIYKUTh MOJEIbBIO, «BPOXKICHHBIX
omuOok mMeradonusMay. B 1908 r. I'sppoa onyOiaukoBai CBOM Kiaccude-
CKHI TPy, TOCBSIIIEHHBIN 3TON TeMe [75].

6. OTKJIOHEHHSI OT HOPMBI MOTYT OBITh BBIPAMKEHBI PE3KO U O0YCIIOB-
JUBATh MATOJOTHIO. MeHee BBIPAXKEHHbIC XUMUYECKUE Pa3Inyuus MEXIY
JOIBMU BCTPEYAKOTCS OYEHBb 4acTo. MOXKHO CKazaTh, YTO HE HAMAETCS U
JIBYX «XHUMHUYECKHN» UJICHTUIHBIX JIFOJICH.

B 3Toi1 kHUTEe MBI OyJiIeM pYKOBQACTBOBATHCA MPUHIUIIOM T'€HETHYE-
CKOM JIETEpPMUHHUPOBAHHOCTH OMQXUMHUYECKON WHIUBUAYAJTBLHOCTH YeJ0-
Beka. lHTepecHo cpaBHUTH BiIam [ appoaa B T€HETUKY C BKJIAJ0M AJam-
ca. [ToMmuMo «ceMernHO» PaACHPOCTPAHEHHOCTH HEKOTOPBIX HACIIEICTBEH-
HBIX 3a00sieBaHM AnaMc HAQIIOam psijl SIBJICHUH, KOTOpbIE HEe ObUIH 3a-
MeueHbl ['3pposioM, Takue, Kak BOSHUKHOBEHUE HEKOTOPHIX 3a00JI€BaHU B
Oonee mMo3HEM BO3pacTe, BHyTpUCEMEITHAs KOPPENSIUs BO3pacTa MposiB-
nenus 6one3nu. OgHako B pykax Anamca He Obuto yueHust Mennaens. I1o-
ATOMY €ro NOMBITKKA HE MOTJIA MPUBECTU K CO3/IaHUI0 YETKOU Teopuu. ['p-
poa onupascs Ha yueHrue MeHaens 1, UCIO0JIb3Ys €ro, Co34aJl HOBOE HAayu-
HOE HalpaB/ieHUEe- OMOXUMUYECKYIO TEHETUKY YEJIOBEKaA.

2. XapaKTepUCTHUKA F'eHHBIX 00JIe3Hel




Monorennbie ¢GOpMbI TEHHBIX 3a00J7€BaHUN HACTIEAYIOTCS B COOTBET-
ctBuu ¢ 3akoHamu ['. Menpaens. [lo Tuny HacnenoBaHWs OHU JEJISATCS Ha
ayTOCOMHO-/IOMHUHAHTHBIE, AyTOCOMHO-PEIIECCUBHbBIE U CIIEIJIEHHbIE C X-
UM Y -XpOMOCOMaMH.

BOJBIIMHCTBO T€HHBIX MATOJIOTUA 00YCIIOBICHO MYTAaIlUSIMU B CTPYK-
TYPHBIX T€HaX, OCYIIECTBISIOMNX CBOIO (YHKIHMIO Ye€pe3 CHUHTE3 IOJIH-
NEenTUA0B - 0enkoB. JIrobas MyTalus TeHa BeAET K U3BMEHEHUIO CTPYKTYpPH
WM KOJINYEeCTBA OesKa.

Hauano mro00i reHHON OOJIe3HH CBSA3aHO C IEPBHYHBIM d(DPEKToM
MyTaHTHOro amiesnsi. OCHOBHas cxeMa T'e€HHBIX OOJIe3HEW BKIIOMAET Pl
3BEHbEB: MYTAHTHBIN aiellb — W3MEHEHHBIA MEPBUYHBIN ATPOAYKT —>
[ENb MOCTAEAYIOMNX OMOXUMUYECKHX MPOIIECCOB KIETKH-—¥ OpraHbl —
OpTraHU3M.

B pesynbpTare myTanuu reHa Ha MOJIEKYJISIPHOM-~YPOBHE BO3MOXHBI
CIEAYIOIIUE BAPUAHTHI:

1) cunTEe3 aHOMaBHOTO OETKa;

2) BeIpabOTKa N30BITOYHOTO KOJMYECTBA,IT'€HHOTO MPOAYKTa;

3) oTCyTCTBHE BBIPAaOOTKU MEPBUYHORO HPOAYKTA,

4) BrIpaOOTKa YMEHBIIIEHHOT'O KOJIMYECTBA HOPMAIBHOI'O IMEPBUYHOTO
IIPOAYKTA,

He 3akaHunBasicb Ha MOJEKYJSIPHOM YPOBHE B MEPBUYHBIX 3BEHBSX,
MaToreHe3 reHHbIX 00JIe3HEeW MPOJoJDKAeTCs Ha KJIETOYHOM ypoBHE. [lpu
Pa3IMYHBIX OOJIE3HSIX TOYKOW\IIPUIOKEHUSI ICHCTBUS MYTaHTHOTO Te€Ha
MOTYT OBITh KaK OTJEJIbHBIC'\CTPYKTYPhI KJIECTKH - JTU30COMBI, MEMOpPaHHI,
MUTOXOHJPUHU, TEPOKCHCOMBI, TaK W OpraHbl 4eioBeka. KiauHuueckue
MIPOSIBJICHUS] T€HHBIX\O0NE3HEH, TSKECTh U CKOPOCTh MX Pa3BUTHUSI 3aBUCST
OT 0COOEHHOCTEH, FEHOTUNA OpraHu3Ma (reHbl-MOJIU(UKATOphI, J103a Te-
HOB, BpeMsl JIEMCTBUSI MyTaHTHOT'O T€Ha, TOMO- U T€TE€PO3UTrOTHOCTh U JIp.),
BO3pacta OONHHOTO, YCIOBUN BHEIIHEW cpenbl (MUTaHUE, OXJIAXKICHUE,
CTPECCHI; IIEPEYTOMIICHUE) U APYTUX (HaKTOPOB.

Oco6CHHOCThIO TEHHBIX (KaKk M BOOOIIE BCEX HACIEIACTBEHHBIX) 00-
JIE3HEN SIBIIIETCS UX TE€TEPOTE€HHOCTh. DTO O3HAYAE€T, YTO OJHO U TO XKE
(penoTUNIMYECKOE MPOSBICHUE OOJE3HU MOXKET ObITh O0YCIOBJIEHO MyTa-
UMASIMU B Pa3HbIX T'€HaX WM Pa3HbIMU MYTAallMSIMU BHYTPU OJHOTO T'€HA.
BnepBrie rereporeHHOCTh HACIEICTBEHHBIX OOJIe3HEH Oblia BbISBIICHA
CH. JlaBuneHKoBBIM B 1934 1.

['ennble 001€3HU - 3TO OOJIbINAs TpyMNa 3a00JeBaHUM, BO3HUKAIOIINX
B pe3yibrare noBpexacHusa JJHK Ha ypoBHe reHa.

OOmrast yacToTa TeHHBIX OOJIE3HEW B MOMyNAnuH cocTaBiseT 1-2%.
VY CI0BHO 4acTOTYy TEHHBIX 0O0JIe3HEH CUMTAIOT BBICOKOM, €CIIM OHA BCTpeE-



yaeTca ¢ yactoror 1 ciydait Ha 10.000 HOBOPOXKIEHHBIX, cCpeaHen - 1 Ha
10.000-40.000 u nanee - HU3KOM.

K rerHpIM 00JE3HIM y UeJIOBEKa OTHOCSTCS MHOTOUHCIIEHHBIE 00JIe3-
HU oOMeHa BemiecTB. OHM MOTYT OBITh CBSI3aHBI C HapylleHHEM OOMeHa
yTJIEBOOB, JIUIHIO0B, CTEPOUIOB, TYPHHOB M MMUPUMHUINHOB, OUIUPYyOHHA,
MeTauioB u nip. [loka ere HET eAMHON KiacCUpUKAIIMU HACIEACTBEHHBIX
Oone3neit oomena BemiectB. Hayunoit rpynmnoit BO3 npeanioxena ciemy*
ro111as KiaccupuKanus:

1) Gosie3HM aMHUHOKHCIOTHOTO OOMeHa ((hEHWIKETOHYPHS, aJKAMUTO-
HypUs U JIp.);

2) HacJIeJICTBEHHbIC HapyIIeHUs OOMEHa YIJIEBOJIOB (Trajaioro3eMusl,
TJIMKOTe€HOBast 00JIe3Hb U IP.);

3) Gosne3Hu, CBsI3aHHBIE C HAPYILIEHUEM JIMIIUIHOTO 0OMeHa (00JIe3Hb
Humanna-Iluka, 6ome3ns ['omie u ap.);

4) HacleCTBEHHbIC HAPYIIICHUsS] OOMEHAa CTEPOU OB,

5) HacneACTBEHHBIE OOJIE3HN MYPUHOBOTO ¥ IMMPUMHIUMHOBOTO OOMe-
Ha (ogarpa, cunapowm Jlema-Haiisina u nip.);

6) Ooyie3HM HapylIIeHUS OOMEHa COEAMHUTEIbHON TKaHW (0OJE3Hb
Mapdana, Mmykomnoaucaxapuao3bl U ap.);

7) HacleACTBEHHbIE HapyIICHHs ‘TeMa-u mopdupuHa (TeMorioOnHO-
NaThy U Jp.);

8) 0oJie3HU, CBA3aHHBIC C/HApPyIICHUEM OOMEHA B ApUTpOIUTAX (Te-
MOJIMTHYECKUE aHEMUU U JPY);

9) HaclieICTBEHHbBIE HapYIlIeHNsI OOMeHa OmInpyOrHa;

10) nacnencrBeHHble 60e3HH OOMeHa MeTaiuioB (0one3nb KoHoBa-
noBa-BuiibcoHa u z1p.)

11) HacneacTBEHHBIE CHHIAPOMBI HAPYIIICHHS BCACHIBAaHMS B MHUICBA-
PUTEITHHOM TPAKTE (MYKOBHUCITU03, HEMIEPEHOCUMOCTb JIAKTO3BI U . ).

PaccmoTpuM Hanbosee 4acTo BCTpEYAIOITUECS U TEHETHYECKU Hanbo-
Jiee N3YYCHHBIC B HACTOSIIIIEE BPEMsI TCHHBIC OOJIC3HM.

3. BoJ1e3HH aMHHOKHCJIOTHOI0 00MeHa

bone3sHn aMHMHOKUCIOTHOrO oOMeHa — PTO camMas MHOI'OYHCIIEHHAs
I'pyIllia HACJIEJACTBEHHBIX OoJie3He oOMeHa BemiecTB. [louTh Bce oOHHM
HacleIyI0TCsl IO ayTOCOMHO-peliecCuBHOMY Tuily. [Ipuunna 3a0o1eBanuit
- HEJIOCTAaTOYHOCTh TOI'0 WJIM MHOTO (pepMEHTa, OTBETCTBEHHOTO 3a CUHTE3
aMUHOKHUCJIOT. boyie3Hu conmpoBOXXIat0TCsl pBOTOM U 00€3BOKUBAHUEM O]-
raHu3Ma, JIETAPTUYECKUM COCTOSTHUEM WJIM BO3OYXKJIEHUEM U CYJOPOTaMH.
B mo3aHEeM Bo3pacTe mposIBISETCS yracaHHe YMCTBEHHOTO M (DPU3HYECKOTO
pa3BUTHA.




K HacneacTBeHHBIM OOJIE3HSIM C HApYIICHHBIM aMUHOKHCIOTHBIM 00-
MEHOM OTHOCUTCSI AJIKAaTOHYPUsl, QEHUIKETOHYPUS, aTbOMHU3M U JIP.

[IepBbIM, KTO BBIABHUHYJ NPEAIOJIO0KEHHE O CYIIECTBOBAHWMU HEIO-
CPEICTBEHHOM CBSI3M MEXAY IeHaMd U (pepMeHTamu, ObLT aHTJIMUCKUN
Bpau Apuubansg [Bppoa. B 1902 roay oH BHepBble YETKO OMHCANl 3TY
B3aMMOCBSI3b B CJIy4ae aJKANTOHYPHH - 3a00J€BaHUs, KOTOPOE HaCIeqy-
€TCS B COOTBETCTBUM C 3aKOHAMHU MeHzens.

B Moue 00JIbHBIX aJKanTOHYpUEH, CTpaJaoUIUX OT apTPUTa, COAEP-
’KaTCs BELIECTBA, YEPHEIOIINE MPUA CTOSIHUM HA BO3ayxe. ['appox npemio-
JIOKWJI, YTO AJKANTOHYPHUSI CBSI3aHa C OJIOKMPOBAHUEM HEKOETo MeTd00Iu-
YecKoro mpotuecca. EMy ynanocs 0OHapyX uTh, 4TO Y OOJIbHBIX aJIKanTo-
HypUEW C MOUYOH BBIJEISIOTCS OOJBIINE KOTUYECTBA (HECKOIBKO IPaMMOB
€KEeJIHEBHO) TOMOTE€HTU3MHOBOM KUCIOTHI, 1 TAKUM 0Opa30M YCTaHOBUTH
pUpOy OJIOKUpYEeMOro mpouecca. ['3ppoa mpennonaekui, 4To OOJNbHbIE
NKANTOHYpUEH JIUIIEHBI (PepMEHTa, B HOPME META0OIU3UPYIOIIETO TOMO-
F€HTU3UHOBYIO KHUCIOTY. TakuM o0pa3oMm, OH« BIIEpBbIE OTMETUJI CBS3b
MEXTy TeHOM U pepMeHTOM (pucyHOK 4.1).
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4-ManewiaueToyKCcycHas KHUCIoTa

Mocnenyomme 31anb MeTabonuama

Pucynok 4.1 — Meta60/13M roMOreHTU3MHOBOMH KHCJIOTHI

['>ppon nmpemiokuin aHaJOTHYHYK0 HHTEPIPETALUIO €UIe JJIs1 TPeX
aHOMAaJIUM, BKJTIOYAsi M aJTbOMHU3M, KOTOPBIH, IT0 €r0 MHEHHUIO, BBI3BIBACTCS



OJIOKMPOBAaHUEM METAOOJUYECKOTO MyTH, BEAYIIEro OT TUPO3WHA K Mela-
HUHY.

['>ppoa Ha3Ban ATU HACIEACTBEHHbIE OMOXMMHUYECKHE aHOMAJUU
BPOKJICHHBIMU OIIMOKaMu MeTabonu3ma. EMy ynanock cienatb CBOM OT-
KpBbITUs Ojarojiaps OCO3HAHUIO TOr0 OOCTOSITENLCTBA, YTO MeETabOoJIMue-
CKUM «OJIOK» MOXXHO HICHTHU(PHUIIMPOBATH MO HAKOIUICHHWIO B OpPTaHHU3ME
BEIIECTBA, KOTOPOE 00pa3yeTcs Ha CTaJIMU, MPEIIIECTBYIOIEH 3TOMY OJ10%
Ky. B nanpHelieM HCHOJIB30BaHUE ATOTO MPOCTOrO MPUHIUIIA CHITPAIQ
BOXHEUIIYIO POJIb B U3YYEHUHU MHOTOYHMCIECHHBIX METa0O0INYECKUX, TPO-
LIECCOB.

AJIKanTOHYpPHS — HACJIEICTBEHHOE 3a00JieBaHUE, B OCHOBE KOTOPO-
o JIGKUT HAPYIICHHE aMUHOKHUCJIOTHOTO OOMEHa, CBsI3aHHOE '€ OTCYTCTBU-
€M B opraHuzme ¢epMeHTa TOMOreHTU3MHAa3bl (pucyHok 4.1). 310 nmpuso-
JUT K TOMY, UTO META00JIM3M aMHUHOKHUCIIOT 3aKaHYMBAETCS HA CTAINU 00-
pa30BaHUs] TOMOTEHTU3UHOBOM KHUCIIOTHI. J[aHHBIH METAOOIUT BBIBOJUTCS
yepe3 MOYKHU, a TAKKe HAKAIUIUBACTCS B Pa3HbIX, TKaHSIX (B CKIIEpax, CyXo-
KUJTUSAX, CYCTABHBIX XPSIIAX, KOXKHBIX MOKPOBaX U JIp.). AJIKaITOHYpUs
BCcTpevaeTcs peako. OHa TuarHocTupyeresic yactotod 1 ciyyas na 500
000 uyenosek. CoriacHO MEIHUIIMHCKOM ‘CTATHCTHKE, 3a00JIeBaHHE Yallle
BCETO BBIABJISICTCS y JIUII MYXCKOTO MoJjia, mpoxupatromux B CIIA, Jlomu-
HUKaHCKOM pecnyOnuke, CnoBakuu, Yexuu, ['epmanuu u Unnun.

AJIKanTOHYpHS — 3TO IH3NUMONATHUSI, OOYCIOBJICHHAS T€HETUYECKUMHU
(HacneACTBEHHbIMM) mnOpuurHaMu. OHa Hacieayercss 10 ayTOCOMHO-
PELIECCUBHOMY THUITY. JTQ 03HAYAET, UTO JIJII BO3HUKHOBEHUS 3a00JICBaHUS
peOEHOK JOJKEH MOJYYUTh MyTaHTHBINA I'€H U OT OTLa, U OT Matepu. Eciu
OH TOJYYUT MATOJIOFMHECKUN T€H OT OJHOTO U3 POAMTENEH, TO 3a00JeBa-
HUE HE PA30BLETCSLM OOMEH aMHUHOKUCIIOT OYJIET COOTBETCTBOBAThH HOPME,
OJIHAaKO peOEHOK OyAeT HOCUTEIEM HM3MEHEHHOTO I'€Ha U B JalIbHEHIIeM
MOXET NMEepPEAATh €ro NOTOMCTBY. MyTaius, TpUBOIAIIAS K Pa3BUTHIO aJ-
KanTOHYPUM;, 3aTparuBaeT HaXOISIIIUNACS Ha JVIMHHOM ILIeue TPEThel Xpo-
MOCOMBI TeH (39 21-23), OTBETCTBEHHBIHN 32 CUHTE3 OKCHJ1a3bl TOMOTE€HTH-
3MHOBOW KHUCJIOTHI (TOMOTe€HTH3MHA3bI). HazBaHHBIN (epMEHT HE0OXO0 UM
IUTSK IIPaBUIIBHOTO MeTabonn3Ma (peHunaaHuHa U Tupo3uHa. B HopMme npu
PACHICTUICHUH JAaHHBIX aMUHOKHCIOT 00pa3yercs MpPOMEXKYTOYHOE Bellle-
CTBO — TOMOTE€HTH3WHOBAsI KHCIOTA, — KOTOPOE 3aT€M IOJ BIUSHHUEM TO-
MOT'€HTH3MHA3bI MTPEBPAIACTCS B MAJIEWIIAIIETOYKCYCHYIO KUCIIOTY, pacia-
Jarolyrocs Ha GyMapoBYIO U alleTOYKCYCHYIO KUCIOTHI. DTH JIBE KUCIOTHI
B JAJIbHEHIIIEM HCTIOJIb3YIOTCS B PA3JIMYHBIX OMOXMMHUYECKUX ITUKIIAX.

®ennakeronypust (PKY) Bnepsoie Obuta onucana A. denuHroMm B
1934 1. YV OGoNBbHBIX HAPYIICHO MPEBpAICHHE aMUHOKHCIOTHI (heHMIana-



HUHA B TUPO3UH M3-3a PE3KOT0 CHWKEHUSI aKTUBHOCTU (hepMeHTa (eHuJ-
ATAHUHTUAPOKCUIIas3bl (pucyHOK 4.2). B pesynbrate conepkanue (heHwmi-
aJlaHWHa B KPOBU M MO4Y€ OOJBHBIX 3HAUMUTEIBHO Bo3pactaer. Jlanee ¢e-
HUWJIAJIaHUH TIpeBpaliaeTcss B GEHWIMUPOBUHOTPAIHYIO KUCIOTY, KOTOpas
ABJISIETCS. HEUPOTPOIIHBIM SJ0M M HapymaeT (OpMUPOBAHUE MHUEITMHOBOM
000JI0YKH BOKPYT aKCOHOB LIEHTPAJIbHOW HEPBHOM CUCTEMBL.

DeHWIKETOHYpUS BCTpEYaeTCsl B CPEAHEM B MHUPOBOM Maciitade ¢
gactoton | Ha 1000 HOBOpOXHEHHBIX. OJHAKO MO 3TOMY MOKAa3aTEHIO
MMEIOTCS 3HAYUTEINIbHBIE pas3nnuns Mexnay nomynsuusmu: 1:2600 8, Typ-
uuu, 1:4500 B Upnanauu, 1: 30000 B [IBenuu, 1:119000 B Anonun. Ya-
CTOTa F€T€PO3UTOTHOIO HOCUTEIHCTBA B OOJIBIIMHCTBE €BPOHCUCKUX IIO-
nyJsiui coctasisieT 1:100.
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Pucynox 4.2 — OcHoBHbIe MeTa00IHYeCKHe MPeBpalieHnst (PeHNIATAHUHA U THPO-
3uHa. Hudpel — yuacTku 0J10kMpoBanus peakuuii npu peHwiakeronypuu (1),
THPO3UHO3e (2), anbounu3Me (3) u ankantonypum (4).

Jlokyc (heHunTUApOKCHUIa3hl) PACIOIOXKEH B JJIMHHOM Iuieue 12-i
XpoMocoMbl. B HacTosimiee Bpemst [ijist OOJIBITMHCTBA CEMEN BO3MOYKHA MO-
JEKYJSIPHO-TEHETUYECKass JUArHOCTUKA W BBIABICHUE T€TEPO3UTOTHOTO
HOCUTEINbCTBA. boJie3Hb Hacieayercs 1o ayTOCOMHO-JOMUHAHTHOMY THUITY.
N3BecTHO HeckoJIbKO (OpM (PEHUTIKETOHYPUHU, KOTOPBIE Pa3IMyarOTCs 10



TSDKECTH MPOTEKaHUs 00JIE3HU. DTO CBA3AHO C HAIMYKEM 4-X alijiesieil rena
1 UX KOMOWHAILIMSIMU.

PeGeHok ¢ peHmnkeToHypuei poK1aeTcs 3I0pOBbIM, HO B MEPBHIC JKE
HEJENU B CBSI3U C MOCTYIUICHHEM (DeHMIAIaHWHA B OPTaHU3M C MOJIOKOM
MaTepy pa3BUBAETCS MOBBIIIEHHAS BO30YIUMOCTh, CYJOPOKHBIA CUHAPOM,
CKJIOHHOCTHh K JIepMaTUTaM, MOYa U MOT OOJBHBIX UMEIOT XapaKTEPHBIN
"MBIIIMHBIN" 3amax, HO HO TJIaBHbIMU cuMnitomaMu OKY gBnsaroTcs cymo=
PO’KHBIC TIPUTIATKU U OJTUTO(QPEHUS.

BoabmHCTBO OOMBHBIX - OJOHAWHBI CO CBETJION KOXKEH M TOJIYOBIMU
rJ1a3aMM, 4TO OIpPEEeNsieTcs] HeJJOCTATOYHBIM CHHTE30M IMMHUTMEHTA! Melia-
HuHA. Jlnarnos 3a0oeBaHus BBISBISIOT HA OCHOBAHUU KJIIMHUYECKMX J1aH-
HBIX U PE3yJIbTaTOB OMOXUMHUYECKOTO aHaIN3a MOYH (Ha QeHUITTUPOBUHO-
IpaJIHyI0 KUCIOTY) U KpoBU (Ha (peHmnananun). C 3TOM LEIBI0 HECKOJIbKO
Kareiab KpOBU Ha (PUIBTPOBAIBHON Oymare mojBepraiot, xpoMmarorpadhuu u
OTpEeNEeNAOT cofepkanue ¢eHunananuHa. MHorna . ucrnonb3yoT mnpooy
®demmHra - B 2,5 M1 cBexeld Mouu pebenka jobaBistor 10 kamens 5%
pacTBOopa TPEXXJIOPUCTOTO Kejle3a U YKCYCHOW KHUCHOThl. llosiBieHue
CUHE-3€JIEHOTO OKpaIIMBaHUs YKa3bIBAaCT HA HaNM4UKe 3a00JIeBaHMs.

Merton neueHusi (PEHUIKETOHYPUU B, HACTOSIIEE BpPEMSI XOPOIIIO pa3-
pabotad. OH COCTOMT B Ha3HAYCHHUH QOIBHOMY MHETHI (OBOIIH, (DPYKTHI,
BapeHbE, MEJT) U CIICHHATBHO 00PaOOTAHHBIX THAPOIU3ATOB OCJIKOB C HU3-
KUM coJiepKanneM (eHuanaurna, (Todenak, ketonua, MmuHadeH u ap). B
HacTOsIIee BpeMs pa3paboTaHbL METObI JOPOIOBOM AMarHOCTUKH. PaHHss
JMAarHOCTHKA M MPOPUIAKTHUECKOE JCUCHUE MPEeaynpexaatoT pa3BUTHE
0O0JIE3HH.

AJabOMHM3M (I11a30-KokHbIN) onmucad B 1959 r. bone3ns o0ycnoBie-
Ha OTCYTCTBHMEM ‘CHMHTe3a (pepMeHTa THpo3uHa3bl. J[Ji1 Hee XapakTepHa
00€CI[BEUCHHOCTh | KOXKHM, BOJIOC, TJla3, HE3aBUCUMO OT pachl U BO3pacTa
(pucynok 4.3). Koxa 00ibHBIX PO30BO-KpacHasi; COBEPIIICHHO HE 3aropaert.
NmMeeT mpenpacmnosioKEHHOCTh K 3JI0KAY€CTBEHHBIM HOBOOOPA30BAHUSIM.
Bonocer6enpie unum xenroBarsie. Pamyxka cepo-roiay0oro 1pera, HO MO-
&KeT OBITh M PO30BaTasi U3-3a OTPAXKEHHS CBETA OT IJ1a3HOr0 JAHA. boJlbHBIM
CBOKCTBEHHA CWJIbHAsI CBETOOOSI3Hb, X 3PEHUE CHUKEHO U HE YJydIllaeTcs
C.BO3PACTOM.



PucyHnok 4.3 — Anb0MHU3M

AnsOuHU3M BeTpedaeTcs ¢ yactotor 1 Ha 39.000, HacnemyeTcst mo
ayToCOMHO-penieccuBHOMYy Tumy (pucyHok 4:3). I'eH mokanmu3oBaH Ha
JJIMHHOM 11e4e 11-1 XpOMOCOMBL.

Jlumepamypa:
1. [lleBuenko, B.A. I'enetuka uenoeka / B.A. IlleBuenko, H.A. Tomopuu-
Ha, H.C. CtBonunckas. — M.: Bnanoc, 2004. — 240 c.
2. Aitana, @. CoBpemennag reneruka / @. Anana, /lx. Kaiirep. — T. 2. . —
M.: Mup, 1988. — 368 c.
3. Hctounuk: http://www.neboleem.net/alkaptonurija.php



JIEKIIUA 5. CTPYKTYPHASA OPI'AHU3ALUA XPOMO-
COM YEJIOBEKA. KAPUOTHII
1. VcTtopust pa3BUTHS IUTOTCHETUKH YETIOBEKA
2. HopmanbHbIi KapuOTHIT YeJIOBEKa
3. CTpyKTypHas opraHu3arus XpoMOCOM

1. UcTopusi pa3BUTHSI IMTOT€HETUKH YeJI0BEKA

BniepBbie MUTOTHUECKHE XPOMOCOMBI UEJIOBEKA ObLIIM OMUCAHbI Bipa-
oorax JIx. ApHoapaa (1879) u B. ®nemmunra (1882). B mocnegyroune
roAbl Pa3IUYHbIC OLIEHKUA UX KOJIMYECTBA JIaBaju pe3ysbTaThl 0T-47 10 49
XpOMOCOM, MIPUYEM Yy MYKYUH M KCHIIMH HAXOJWUJIU Pa3HOE ‘X, YUCIO.
OTHU nepBbIE€ UCCIICA0BAHUS TPOBOUINCH HA THCTOJOTHUECKUX €pe3ax Te-
CTUKYJI WM SUYHUKOB. B TO BpeMs TeXHMKa MOJy4deHUs] CPE30B ObLIa Ta-
KOBa, YTO MUTO3bI B TOTOBBIX Mpenaparax ObUIH, KaK-IPaBUIIO0, pa3pyliie-
HbI. XpOMOCOMBI Ha HUX HAKJIAJbIBAJIMCh OJHA HA APYFYI0, 00pa30BhIBAIH
KIIYOKH Y TIJI0XO MOJJIaBAIMCh aHAU3y. DTH TPYJAHOCTH yAAJIOCh MPEOI0-
JeTh TOJBKO K 50-M rr. XX B., KOrJa JJis MOJy49€HUs IPENnapaTtoB XpOMo-
COM CTajld MCIIOJb30BATh CYCIIEH3UU KJIETOK, BBIPAIIEHHBIX B KJIETOYHBIX
KyJIbTypax. Tak, mepBble mpenaparbl XpOMOCOM YeI0oBEKa C XOPOIINM pa3-
pernieHrueM ObUTH MOJTy4YeHbl Ha KieTKax,puOpoOIacToB IMOPHOHA JIETKO-
ro, BeIpAlIeHHBIX in vitro. CyCleH3uH KJIETOK MPOMBIBAIM THIIOTOHUYE-
CKMM pPAacTBOPOM, B PE3yJbTare-yero KJIETKM HaOyXalld U JIOMaJucCh, a
XpPOMOCOMBI CBOOOJIHO pacHpeme suMch Ha cTekie. I[lo3ke 3ToT crmocod
OBbLT YCOBEPIICHCTBOBAH « [ I€pe/1 THIMOTOHMYECKUM IIOKOM Ha KJIETKH BO3-
JIEUCTBOBAIM KOJIXUIIMHOM - BELIECTBOM, KOTOPOE, pa3pyllas HUTH BeEpe-
TEHa JIeJICHUS, OCTAHABIMBACT MUTO3 Ha CTaauU MeTadasbl, KOrjaa XpoOMO-
COMBI HaunboJjiee JIerk0 HACHTU(PUIMPOBATh. DTO MO3BOJIWIO TOJTYYUTH
00JIbIIIOE YUCIIO KIIETOK B MeTadaze MUTO3a, U Mpenaparhl, MPUTOTOBJICH-
HBIE TaKUM 00pa3oM ObutH OoJiee yIOOHBI AJisl mojicyeTa XxpoMocoMm. [lonb-
3yACh MOJQOHBIM METOJAUYECKUM Mox0a0M, B 1955 roay A. Jlean u Jx.
Two, n3yanB 261 MeradasHyro NMIACTUHKY, IPHUIILTA K BBIBOJY, YTO KOJIH-
YECTBO XPOMOCOM B KJIETKAX Y€JIOBEKa paBHO 46, MpuUYeM Kak B MY>KCKHX,
TaKk\M B )KEHCKHUX KJIeTKax. ['0/1oM 1mo3xe U Ipyrue ucciaeoBaTesid Ha mpe-
Taparax TeCTHKYJ TPeX MOKUIBIX MY>KUWH Ha CTaauu MeTadassl Meiiosa 1
Hanuty 23 OMBajeHTa, 4YTO COOTBETCTBYET 46 XpoMocoMaM B JTUIIJIOMIHOM
Ha0bope. DTU pe3yibTaThl O3HAMEHOBAJIM BO3ZHUKHOBEHHWE HOBOW OTpaciu
WCCJIEIOBAHUM - KIIMHUYECKOW IMTOINCHETHKU. B Hacrosiiee BpeMsl IUTO-
T€HETUKA Y€JIOBEKa JOCTUTJIA BBICOKOTO YPOBHS M HAXOJUTCS HA MEPETHEM
Kpae pyHAaMEHTAIbHOUN ITUTOT€HETUKH.




2. HopMaJibHbIH KAPHOTHUII YeJI0BEKA

[Ipenaparsl XpoMOCOM dYeJIOBEKa MOXKHO NPHUTOTOBUTH W3 JIFOOBIX
TKaHEW W KJIETOYHBIX CYCTICH3UU, HO JIMIIb, €CJIH B HUX COJEPKATCS JCIIsI-
HIMecs KJIETKH, T. K. BHE JeJieHus (BO BpeMs MHTEP(a3bl) XpOMOCOMBI JIeC-
MUPATA3YIOTCS M MEPEXO0IAT B COCTOSTHHE XpOMaTHHA. Yalie BCero mperna-
paThl TOTOBAT M3 KJIETOK KOCTHOTO MO3ra, KPaTKOBPEMEHHOU KYJIbTYPHI
KJIETOK KPOBH WJIM M3 MIEpeBUBAEMOM KyIbTypbl ¢pudpobdactoB. Hanbomnee
IIPOCT U JOCTYIIEH METOJ KyJIbTHBUPOBAHUS KJIETOK KPOBU JICHKOIIUTOB ‘U
TuMGOUTOB. MHUTO3BI B TaKUX KYJIbTypax CTUMYIHPYIOT UCKYCCTBEHHO.
YToOBbl OCTAaHOBUTH KU3HEHHBIA ITUKI KJIETOK B mpomeradase, B.HAX I0-
JaBIISIIOT 0Opa3oBaHUE BepeTeHa JejieHHs, oOpabarbiBasi BEHIECTBAMH C
KOJIXUIIMHOMOA00-HBIMU CBOMcTBaMH. [1s1 cBOOOIHOTO pacipeneicHus
XPOMOCOM Ha CTEKJI€ KJIETKH 00padaThIBatOT TMIIOTOHUYECKUM PacTBOPOM,
BBI3bIBass THUIIOTOHWYECKHWM MIOK. 3areM mpemnapar .pUKCUPYIOT CMEChIO
ATaHOJIa U YKCYCHOUM KHCJIOTHI, BHICYIIIMBAIOT M OKpaluuBaroT. Korga ¢ mo-
MOIIIbIO CTAHJIAPTHBIX METOJ0OB XPOMOCOMBI <OKPAITUBAIOTCS IEITHUKOM,
PaBHOMEPHO M MHTEHCUBHO, WX CHUCTEMAaTHU3HPYIOT COTIacHO [[eHBepcKoit

kinaccudukanuu, npuaaTo B 1960 r., HyMepyst mapsl XxpomocoM OT 1 10
23.

B kapuotune yenoBeka pazanyaior MeTaleHTpUUECKHe, CyOMeTaleH-
TPUYEC-KUE U AKPOLIEHTPUYECKUE XPOMOCOMBI. Y UUTHIBAsI OTHOCUTEIBHYIO
JUIMHY TUJIYEH, MOJ0KEHNE HEHTPOMEPHI U EHTPOMEPHBIN UHAECKC, KOTO-
PBIil OTpaXkaeT MPOIEHTHOE COQTHOIIEHUE JIYIMH KOPOTKOTO IIeYa U BCEH
XpOMOCOMBI, 23 mapbl_XpOMOCOM 4YeJlOBeKa pa3OuBaioT Ha 7 rpymmn (puc.
3.13). B rpynny A (NeNe [-3) Bxozaat napel HanboJiee KpyInHbIX METaleH-
Tpuueckux ayrocom: I'pynmna B (NeNe 4-5) ob6benunsier nBe mapbl cyOme-
TAlEHTPUYECKUX “XPOMOCOM, HEpa3IMYUMBIX Mexay coboil. I'pynma C
(NeNe 6-12) comepXuT cemb map ayTocoM cpeHero pasmepa. PazMepsl u
dopma STHUX\ XPOMOCOM HEOJMHAKOBBI, OJHAKO CTaHAAPTHBHIC METOJIbI
OKpallvMBaHusi HE MO3BOJISIOT UX uaeHTU(PUIMpoBaTh. B rpynmy D (NeNe
13-15) 00beauHEHBI TPU Maphl AKPOIEHTPUUECKUX XPOMOCOM CPEIHETO
pa3mepa, Mop(}OJTOTHYECKH CXOJHBIX MexAy coOoi. Bce xpomocomsl
rpyunbsl D coaepkaT CIyTHUK, KOTOPBIA HE BCErja BBISBISIETCS, MOXET
OBITh OYEHb OOJIBIIINM, a WHOTJa U JBOWHBIM. [[TMHA KOpPOTKOTO miieya
3TUX XpoMocoM Takke m3mMeHunBa. K rpymnme E (NeNe 16-18) otHocsaTcs
TPHU Napbl HOUTH METAIEHTPUUECKUX XPOMOCOM, U3 KOTOPHIX B 16-i mape
IeHTpoMepa HamboJiee OU3Ka K cepeIuHe, a IBE IPYyrue mapbl HEOTIUI -
MBI IpyT OT Apyra. I'pynmna F conepKUT MENKUE METAEHTPUYECKUE ayTo-
combl (NeNe 19-20), rpymma G - menkue akporieHTprdeckue (NeNe 21-22).
Buaytpu rpynn F u G mapsl XpoMOoCOM HepaszMuuMbl. [[TMHAa KOpPOTKUX



IJICYEH y HUX U3MEHUYMBA, KaK U y XpoMocoM Tpynmnsl D. Koporkue mieun
xpomocoM rpynit D u G conepkar pailoHbI AAPBIIIKOBOTO OPTraHU3aToOpa.
Ilepeuncnennsie 22 mapbl XpOMOCOM OTHOCATCS K ayTOCOMaM, OJWHAKO-
BBIM Y MY’KUUH U KECHIIUH.

[TomoBbIE XPOMOCOMBI COCTaBJISIIOT 23-10 mapy. Y KEHIIUH - 3TO JIBE
X-XpO-MOCOMBI. Y MY»4HH - X- 1 Y-XxpomocoMsl. [lonoBas X-xpomocoma
HeoTIMYuMa ot aytocoM rpymisl C. [Ipu cTaHmapTHOM OKpaniMBaHUM OHA
BKJIFOYaeTcs B coctaB 3Tou rpynmsbl: NeNe 6-12 u X. Myxkckas nonosasth, Y-
XpOMOCOMa SIBJISIETCS] aKPOLIEHTPUUECKON, CXOAHA MO0 MOP(OIOTHH-€ XPO-
MocoMamu rpynnsl G, HO €€ JIErKO OTJIMYUTh N0 MOP(HOIOTUYECKAM KpH-
TepusaM. [[nmHa KopoTKoro mieda Y-XpoMOCOMBI M3MEHUKMBA U UHAWBUY-
aJbHA, IPUYEM BApPUAHTHI JUIMHBI I1JIeYa HACIEAYIOTCS OT OFL@ K ChIHY. Y -
XpOMOCOMA, B OTJIMYME OT XPOMOCOM IIOCJIEAHEN TPYIIIIbI,\HE UMEET CITYT-
HUKOB. B mHTep(da3HbIX siapax KOHUEBOW y4acTOK JBIMHHOIO IJeda Y-
XpPOMOCOMBI MOXHO BBISIBUTH B COCTaBE XpOMAaTHHA, [OJIb3YsCh crieuudu-
YECKUM OKpAlIMBAHUEM AKPUXUH-UIIPUTOM : B«PE3YJIBTATE ITOT YYACTOK
BBIABJISICTCS KaK sipKoe NATHO auaMeTpom 0,3- 1,0, MM,

Bo MHoOrux xpomocomax uejoBeka QOHapyKeHbl JIoMKHe ((pparuib-
HBIE) YUaCTKHU, OJABEP>KEHHBIE XPOMOCOMHbBIM U XPOMATHIHBIM Pa3pbIBaM.
Takue pa3psIBBI JIETKO MOTYYUTh B KIIETOUHBIX KyJIbTypax, yaamss ¢oime-
BYIO KHUCJIOTY U3 MUTATEIbHOU CPEABL KYJIbTUBUPYEMBIX KIETOK, B HacTo-
d11ee BpeMs MOKa3aHo, YTO OAHa-U3 OpM YMCTBEHHOM OTCTAJIOCTH YE€JO-
BEKa CBs3aHA C HAIMYMEM OHPEJEIIEHHOTO (PparmyibHOrO ydyacTka B KOHIIE-
BOM paliOHE JJIMHHOTO HIEYX-XpPOMOCOMBI.

JlnHa OIHOM M TOU 7K€ XpOMOCOMBI B pa3HbIX (pa3ax MUTO3a pa3iidy-
Ha, TOCKOJIbKY KOHJIEHCALMsI XPOMOCOM IPOJIOJIKAETCS 10 KOHIa MeTada-
3bl. KpoMe TOro“ux KOHJEHcalusi 3HAYUTENIBHO YCHIIMBAETCA B MPUCYT-
CTBHM MPUMEHAEMOIO JUJISl IPUTOTOBJIEHUS NPENAPATOB KOJIXULIMHA.

AHany3 HpenaparoB XpOMOCOM YeJIOBEKa MT0Ka3all, 4To B PSAAE Ciayda-
€B, KaK YK€ ' TOBOPUJIOCH BBIIIE, HA HEKOTOPBIX XPOMOCOMaxX MOTYT CyIIle-
CTBOBATE BTOpUYHBIE TIepeTs KA. CIyTHUYHBIMH TIEPETSIKKaMHU 00JIagar0T
BC€ akpoleHTpuueckue xpomMocoMsl (mapsl NeNe 13, 14, 15, 21, 22). Bro-
puyHas nepeTsiKka ObIBaeT Takxke B ayrocoMmax mapel Ne 9. B Hux oHa
PACIIOIAracTCs B OKOJIOLIEHTPOMEPHOM PariOHE JUIMHHOTO IIJIeya.

3. CTpYKTYpHAasi OPraHU3aIUsi XPOMOCOM
XpoMocoMa — JIHCKpPETHAsl AWHAMHUYEcKas BHYTPUSEpHAs CTPYK-
Typa KJIETKH, COCTOsAIIas U3 OJHOM (10 3aBepiueHus S-(ha3bl KIETOYHOTO
LUKJIA) WK ABYX (Mociie 3aBepiieHust S-¢ha3bl KIETOYHOTO LMKIA U JI0
anadassl MuTo3a WK aHadassl 11 Meiio3a) UIEHTUYHBIX JIMHEWHBIX JIBYIIE-




noueunbix Mosiekyn JIHK u xpoMmocomanbHbIX GeinKkoB (O€IKOB XpomaTu-
HA) U UMEIoNIasi B 3aBUCUMOCTH OT (pa3bl KJIETOUHOIO LUKIJIA PA3HYIO CTe-
MEHb KOMITAKTU3AIMU. 3AMETHM, YTO 3TO ONPEACICHUE HE SIBIISIETCS YHU-
BEPCAJIbHBIM W MMEET HEKOTOPBIE HENOCTATKU. Tak, CTpoOro roBopsi, BO
BpEMSI MUTO3a WJIM M€N03a, KOTrJa NPOUCXOAUT pPa3pylICHUE SICPHOMN
000JIOUKA M COJECPKUMOE S/Ipa CMEIIUBAETCA C COACPKUMBIM IIUTOILIA3-
MBI, XpPOMOCOMY HE€JIb3sl CUUTATh BHYTPUSJACPHOM CTpyKTypou. Kpomeé
TOr0, 3TO OMNPEAECICHHUE HE MO3BOJIAECT MPOBECTU T'PaHb MEXKY MOHATH -
MU XpOMOCOMA U XpOMaTHu/Ia, XOTsl TakoBasg W cymiectByeT. [log xpoma-
TUJIaMA TIpaBWJIbHEE TMOHUMAaTh JBE HUJECHTUYHBIE KOMHUH XPOMOCOMBI,
CBSI3aHHBIE MEXy COOO0U B 00JaCTU IIEHTPOMEPHI (T. €. MOHATHE XPOMaTH-
Ja IPUMEHUMO K XpOMOCOME B IIEPHUOJI €€ CYIIECTBOBAHMS “OT MOMEHTA
peruIKaluu 10 Havana aHadassl MuTo3a WK aHadassl I Meiioza).

COBOKYIHOCTh ~ YMCJa, BEIMYUHBI HW MOPQOIOTHH  XPOMOCOM
HA3bIBAETCA KApUOTUIIOM JAHHOTO BHJA. PUCYHKH kE€XpOMOCOM, pacmo-
JIO)KEHHBIX B PsiJl B TIOPsJIKE YOBIBAHUS pa3Mepa Ha3hIBAlOT KapUOTPAMMOIA.
Kak nmpaBuiio, u3ydueHue KapuoTuia JaHHOTO, BUJIa (B TOM YHUCIIE U YeJo-
BEKa) U COCTaBJIEHUE €r0 KapuorpaMMbl HPOBOAUTHCS Ha MpoMeTada3sHbIX
win MeTadaszHbIX KIETKax, KOorja XpOMOCOMbI HMMEIOT MaKCHMaJlbHYIO
KOMITAaKTHA3ALIHIO.

B 0O0bIYHBII CBETOBOM MHUKPOCKOI TPU MCIOJIb30BAHUU CTaH-
JApTHBIX METOJI0B OKpallluBaHHs-MeTada3HbIE XPOMOCOMbBI BUJIHBI KaK Ia-
JIOYKOBHUJIHBIE CTPYKTYPbI PA3HOU JIJTMHBI C IOBOJBHO MOCTOSIHHOM TOJIIU-
HOM (pucyHok 5.1). TosmBaa XpoMOCOMBI HapyIlaeTcsl TOJBKO B OJTHOM
MecTe — B 00JIaCTH HCPBUYHON TEPETSIKKU, WIM ILEHTPOMEPHI, — TJe
OHAa MUHHUMAaJIbHA.

[lepBuyHas ‘\OEPETSIKKA JEIUT XPOMOCOMY Ha JiBa Iul€ya, JJIMHA
KOTOPBIX MOXET ObITh pa3iuuyHOM. B ToM ciydae, korjia JjinHa JByX MJied
XpPOMOCOMBI "QJMHAKOBA, TAaKyK) XPOMOCOMY HAa3bIBAIOT METAI[EHTpUYE-
ckou. EejnoaHO mieyo XpoMOCOMBbI KOPOYE, YEM APYro€, TO TAKYK XpO-
MOCOMY Ha3bIBAIOT CcyOMeTaleHTpuiyeckon. [lallouKoBUAHYIO XpPOMOCO-
My| C OYEHb KOpPOTKHM, MOYTH HE3aMETHBIM BTOPBIM IUJIEYOM HAa3bIBa-
FOT\, aKpOLIEHTpUYE Y YeNOBEKA M3BECTHO 23 mapsl XxpoMocoM. CornacHo
JlenBepckoii kmaccudukanuu 1960 roma Bce 3TH XpOMOCOMBI pacroJara-
IOTCSl I HYMEPYIOTCSI B 3aBUCUMOCTH OT UX JJIMHBI oT 1 1o 23. OnHako B
ToM ke 1960 rony Ilaray K. mokasas, 4To npu MCHOJIB30BAHUU MPOCTHIX
METOJIOB OKpAIlIMBaHUSI B HEKOTOPBIX CIydastX XPOMOCOMBI HEIb3s O/I-
HO3HAYHO uAeHTU(UIMpPOBaTh. [l pelmieHus 53TOW MpPoOJIEeMbl OH
MPEUIOKWIT  UIACHTUPUIIUPOBATH Mapbl XPOMOCOM Ha OCHOBAaHUHU HX
OTHOCHUTEJIBHOW JUIMHBI W TI0JI0KEHUs neHTpomepsl. Kpome toro, Ila-



tay K. mpemnmoxun pa3Outh Bce 23 mapbl XpOMOCOM 4elioBeKa Ha BO-
ceMb rpyni — oT A 1o G. Tem He MeHee, Taxke €Cu MCHOJIb30BaTh MpPEa-
noxeHHbie [latay K. moaxonpl, a Tak k€ TakoW mapaMeTp XpOMOCOM,
KaK IEHTPOMEPHBII UHJIEKC (OTHOIIEHHE (B %) IIUHBI KOPOTKOTO Ijieya
K JUIMHE BCEM XpOMOCOMBI), TO M3 BCEX XPOMOCOM YEJIOBEKa MOMKHO
UICHTU(UIIMPOBATh TOJBKO TPU Mapbl METACHTPUUECKUX XPOMOCOM
rpynmbl A, xpomocomy 16 u3 rpynmbel E, a Tak xe Y-xpomocomy (Ha
mpernaparax BBICOKOTO KauecTBa YAAeTCs elie WIACHTU(UIMPOBATh, U
xpomocoMbl 17 u 18). Bce ke ocraibHble Xpomocombl rpymm, B, C
(Bxmouas X-xpomocomy), D, F u G uaeHTUOUIIUPYIOTCS TOJBKO.CAIOMO-
s AU PepeHnanTbHOr0 OKpaiuBaHusl.
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Pucynok 5.1 — HopmajibHbIil KapuoTHII yel0BeKa. Au¢ppepenuuaibHoe
oxpamuBanne (G-meron). A) Kapuorun myxuunsl. B) Kapuorun keHmmHbI.



Homenkaarypa.

B cootBercTBuM ¢ IlapmKCckoi HOMEHKIATypoul, mpuHsATor B 1971
roay B Ilapumke, KOpOTKOE IUIEHO XPOMOCOMBI 00O3HAYAETCS JIATUHCKOU
OykBo#l p (mayneHbkui, ot ¢p. petit), a amuHHOEe — ( (KOCa, OT aHIJL
queue). Kaxxoe miaedo XpoMoCOMBI AENSIT Ha HECKOJIBKO PErMOHOB, 000-
3HayaeMbIX Kak pl, p2, p3, ql, g2, g3 u T. ., IpUYEM UX HYMEPALUIO BeE-
IyT OT UeHTpoMepbl. Kakblil peruoH COCTOUT M3 TOCIEI0BATEIbHBIX
MOPGOJIOTUYECKH PA3TMYUMBIX 3JIEMEHTOB XPOMOCOMBI (Hampumep, He-
CKOJIbKO CETMEHTOB M TejioMep). B 3aBucHMOCTH OT pa3pelniaroniei ‘cio-
COOHOCTHM MHUKPOCKOIIA B K&XJOM PEruoHe MOXKHO HACHTU(DULHAPOBATH
cerMeHThl (00o3HauvaroTca kak pll, pl2, pl3 u 1.1.), cydcermeHTsl (3anu-
ceiBatorcs pll.1, pl12.1, p13.2 u T. 1.) u cyOcybcerMeHThL(0003HaUaIOTCS
kak pl1.11, p12.12, p13.23 u 1. 11.).

Tak ke KaK ¥ B ClIy4ae C perMOHaMu HyMEpauut0 CErMEHTOB, CyO-
CErMEHTOB U CyOCyOCEerMeHTOB BeIyT OT IeHTpoMepbl. llenTpomepa
no Ilapuxckoit HomeHKIIaType obo3Haudaercs "een';.a Teiaomep - 'ter'.

NHuBuyanbHble XapaKTEPUCTUKNA XPOMOCOM YEIIOBEKA.

HopmanbHblii  KapuoTUN — 4YeloBeKas (MYKUYMHBI U KEHIIMHBI)

npenacrasiieH Ha puc. 19. XpoMmocomsl, H300pakeHHbIE HA 3TOM PUCYHKE,
okpamieHbl G-meromoM. OOo0OIICHAAN cxema (kapuorpamma) G-
CErMEHTAllMM XPOMOCOM 4eJloBeKa npeacrasieHa Ha puc. 20. CooTHomie-
Hue peanbHOl G- 1 R-cerMeHTdn#um co cxeMartnueckuM n3o0paxenueM G-
1 R-cermenToB noka3zano Ha'puc. 21 (Ha mpuMepe XpoMocomsl 1).
I'pynna A (1-3). bonbliine, METalICHTPUYECKUE H CYOMETAIICHTPUYCCKHUEC
XpoMocoMBbl. XpoMocoma I — camas Oosbllias METalEHTPUYECKas Xpo-
MocoMa. LleHTpomepa pacnosiokeHa NocepeANHE, HIEHTPOMEPHBIA UHAEKC
paBeH 48-49. B fipokcuMaibHON YacTH JUIMHHOTO Tjieda BOJU3H IEHTPO-
MEphI YaCTO ,00HAPYKUBAETCA BTOPHUYHAS MEPETSHKKA, YTO B psAlE CHY-
YyaeB MPUBOIUT K Y/UIMHEHUIO (-Tjieya. PacTAHYTHIM CErMEHT MO CpaB-
HEHUIO ‘C OCTAIbHON YaCThIO XPOMOCOMBI MOKET BBITJISIAETh OUYE€Hb TOH-
KHM, 4 110 CPaBHEHHIO CO CBEPXCIHMPATU30BAaHHBIMH MeTaa3zHbIMU — He-
nocnupannzoBaHHbIM (uncoiler). Ilpu3Hak Hemocnupanu3aluu, Kak u
Ipyrue WHIU- BUAYaJbHbIE OCOOCHHOCTH XPOMOCOMHON Mopdosoruu,
0OHapYKMBAETCS BO BCEX COMATUYECKUX W B MOJOBUHE TMOJIOBBIX KJIETOK,
T. €. HacJIeJyeTcsl Kak MPOCTON JOMHHAHTHBIA mnpusHak. JIokyc uncoiler-
1, ompenenstomuil TOT MpPU3HAK, ObLI MCIOJB30BaH I KapTUpOBa-
Husa Jnokyca Jlapdu na xpomocome 1. Ilpu okpamuBanuu Q-meTogom
BTOpPUYHAS TMepeTsbkka (iyopecuupyer cinado, npu ucnoib3oBaHuu G-
METO/Ia OHA BBITJISUT KaK IJIOTHBIA CETMEHT.

Camoii OomnbIION CyOMETalleHTPUYECKOW XPOMOCOMOM  SIBIIsIETCS



xpoMocoma 2 (umeHtpomepHsii uHaekc 38-40). PammoaBrorpaduueckoe
UCCJIEIOBAHKME TMOKAa3aJlo, YTO XpOMOcCOMa 2, OCOOEHHO MPOKCUMAJIbHbBIE
palioHbl 000UX IIJIEY, PEIUIUIUPYETCS] OTHOCUTEIBHO MO3JHO. XpOMOcCoMa
3 ¢ HEeHTpOMEPHBIM UHIEKCOM 45-46 moutu Ha 20% Kopodye XpoMocOoMBI 1
U, CJeJOoBaTeIbHO, Jerko wuaeHtudunupyercs. Ilpu oxpammBanuu Q-
METOJIOM B MPOKCHUMAJILHOM pailoHE €€ IJIMHHOIrO MJIe4a YacTO BBISBIIACT-
csi sipko Quryopecuupyromuii cermeHT. MIHTEHCUBHOCThH (1yOpecleHIINM
3HAYUTEIBLHO BapbUPYET y Pa3HbIX HHAMBUJIIOB, HO IOCTOSIHHAa BO BEEX
KJIETKaX JJI OJTHOTO M TOTO € XPOMOCOMHOT'O BapHaHTA.

I'pynna B (4 u 5). bonbiue cyOMETalleHTPUUECKHUE XPOMOCOMBL(IIEHTPO-
MepHbId uHAEKC 24-30) He pa3IMyaroTCs MEXIy co0oil 0e3; pajaroaBToO-
rpaduu unu auddepeHmanbHoro okpammBanus. CorjiaCHO® TaHHBIM
paanoaBTorpadUuecKuX HCCIEI0BaHUM, XpoMocoMma 4 SBISETCA MO3THO
PEILUIHIUPYIOLIEHCA IO BCEW CBOEH JJIMHE, B TO BPEMSI-KaK B XPOMOCOME 5
MO3/IHO PEIUTMLHUPYETCA TOJBKO KOpPOTKOE Iuieyo. Pucynku pacnpene-
neHust R-u G-cerMeHTOB y 3TUX XpPOMOCOM COBEPIICHHO Pa3IUYHBI.
I'pynna C (6-12). XpoMOCOMBI CpeaHEro pasMepa, CyOMeTaIreHTpHYEC-
ckue. [Ipu ctangapTHOM OKpamMBaHUU X-XpPOMOCOMY HEJB3S1 OTIIMYUTH OT
OPYTMX XPOMOCOM 3TOM Tpynibl. XpoMOCOMEI 6, 7, 8, 11 u 12 saBnsroTcs
OTHOCHUTEIILHO CyOMETaIleHTPHUIECCKUMU, \UX IIEHTPOMEPHBINA HUHIEKC 27-35.
B xpomocome 9 yacto 0OHapyKUBaOT BTOPUYHYIO MEPETSKKY B MPOKCH-
MaJIbHOM YacTW JJIMHHOTO Ij€4a, Bce 3TM XpOMOCOMBI JIETKO UJICHTU-
¢unmpyrorcss ¢ nomotmbly” Q- u G-okpamuBaHus. Bropuunas mepe-
TSDKKA XPOMOCOMBI 9 HE, OKpaIiMBaeTCss HU aKpPUXUHOM, HU KpacHUTe-
nem I'mm3a. Xpomocombl 11 n 12 00Hapy’uBalOT OUYEHb CXOJHBIA PUCY-
HOK CErMEHTAIIMH, YTO HABOAMUT HA MBICIIb 00 WX OOIIEM MPOUCXOXKICHUN
U 3BOJIIOIUU (OHM, /COJIepKaT JIOKYCHl JIaKTaT-AeruaporesHassl A u B,
COOTBETCTBEHHO, 00II€e MPOMCXOXKACHUE KOTOPBIX MpPEANoJaraeTcss Ha
OCHOBaHUHU’ BHOXMMUYECKUX NaHHbIX). OgHako Xxpomocoma 11 3ameTHO
OoJiee MeTalleHTpUYECKas, 4yeM xpomocoma 12.

X-xpomocoma. B npOTHUBOMOJIOKHOCTh IPYTUM XpoMocomam rpymmbl C X-
XpOMOCOMa 3HAYMUTEIBHO BapbUPYET MO JJIMHE. B 11eoM oHa cxogHa ¢
CaMbIMU JUTMHHBIMUA U3 C XpoMOCOM. LIeHTpOMEPHBII HHAEKC BBICOKHI, HO
TOBOJBHO BapuaOenbHBIM. B KilIeTkax JKEHIIMH OJHa U3 JABYX X-
XpOMOCOM pPEIUIMLIMUPYETCs B To3aHEH S-dasze, Korga peruivuKaius
apyrux C-xpoMocoM (32 HCKIIOUYEHHEM psla KOPOTKHUX CErMEHTOB)
yKe 3aBepiieHa. BakHO, YTO TMO3IHHUM SIBJISIETCA HE TOJBKO 3aBepIIe-
HUE, HO Takke M Hadaio perumkauuu JJHK.

I'pynna D (13-15). DT XpOMOCOMBI aKpOLECHTPHUYECKHE TI0 QopmMme,
CUJIbHO OTJIMYAIOTCS OT BCEX JAPYTUMX XPOMOCOM 4eloBeKa. L{eHTpoMepHBbIii



MHJIEKC OKOJIO 15 — HaMMeHbIIMi B KapuOTHUIIE 4eloBeka. Bce Tpu mna-
pBl coAepkar cnyTHUK. KopoTkoe miedo 3TUX XpOMOCOM OOHapyXu-
BAeT CWJIBHYI0O MEXXPOMOCOMHYIO BapuaOenbHOCTh. J[auHA mnpokcH-
MaJbHBIX YYACTKOB KOPOTKHX IUJIEY BapbUpPYET, CIIYTHHUKA MOTYT OT-
CYyTCTBOBaTh, a MOT'YT OBITh OYE€Hb OOJBIIUMU, MOTYT SIPKO (IIyOpeCIUpO-
BaTh, 4 MOTYT M HE JaBaTh (QUIyopecleHIMu. B HEKOTOpBhIX Cciaydasx
HAOJIOAI0TCA  ABOMHBIEC (TaHIAEMHBIE) CIYTHUKH. [[TMHHBIE Miieun Tpex
XpOMOCOM 4YeTKO paziudatrorcs 1no Q- m G-cermentaM. sl BbISBICHUS
BapuaHToB B rpynne D-G cpaBHUBAIOT IJIMHBI KOPOTKOTO ILjIeYa, 9TUX
XpPOMOCOM C JJIMHOM KOPOTKOTO Miedya XpOMOCOMBI 18 B TOI.5Ke( KIeT-
ke. [ieyo cumTaroT AIMHHBIM, €CJIM OHO TAKOW K€ JJIMHBI, KaK KOPOTKOE
IJIEY0 XPOMOCOMBI 18, M OUEHb JJIMHHBIM, €CIIH OHO JJIMHHEEKOPOTKO-
ro mie4ya d3Tod XpoMocombl. bomblime cnyTHuKH 0003HA4aroT (pst),
JIBOMHBIE CITYTHUKH (PSS), YKOPOUCHHOE P-TUIEUO CO CHYTHHUKAMH WU 0e3
HuX (ph-). Yacrota rerepoMop- ¢pu3Ma roMoJIOTOB B\ITOU IPyIIE COCTaB-
asiet 3,7% (8 u3 216) B npenaparax mnocie gudPepeHInaIbHOTO OKpa-
muBanus u 2,3% (411 u3 24400) B cTranmapTHBIX TIpenaparax.

I'pynna E (16-18). OTHOCUTENHHO KOPOTKHE METAICHTPUYCCKUE WU
CyOMETalleHTPUYECKHE XPOMOCOMBI. XpOMOCOMa 16 mMmeeT IeHTpoMmep-
HbIN uHJeKC okoio 40. B cpennem ee jyiMHa COCTaBIAET 4yTh O0jiee OHOM
TPETH JJIUHBI XPOMOCOMBI 1, HO OOHAPYKMBAET 3HAYUTEIIbHYIO NU3MEHUH-
BOCTh. B mmuaHOM 1uiede npumepHo B 10% cityqaeB BBIABISETCS BTOPUY-
Hasg nepeTsbkka. [[nuHa npokcumanbHOro G-cermMeHTa BapbHpPYET B 3aBU-
CUMOCTH OT BBIPaKEHHOCTH 9TOM MEPETSHKKU. Xpomocoma 18 mpumepHo
Ha 5-10% xopoue xpomMocoMbl 17 u umeer 00€ee KOPOTKOE JUIMHHOE TLie-
40 (y xpomocombl_ I/ | 1leHTpOMEpHbI MHAEKC cocTaBisieT 31 mo cpaBHe-
HUIO ¢ 26 y xpomocombl 18). Xpomocoma 17 perummupyercs paHo,
xpomocoMma 18 - mo3aHo.

I'pynna F (19-20). D1Tu 1Be XpOMOCOMBI UMEIOT IICHTPOMEPHBIN MHICKC B
npenenax 36-46. B crangapTHBIX npenaparax OHW BBITISAAAT OAWHAKOBO,
HO Tp# MU PepeHITNATBPHOM OKPAITUBAHUH PE3KO Pa3IUIA0TC.

ITpynna G (21 u 22). Y >TuX MajJeHbKUX aKpOLEHTPUUYECKUX XPOMOCOM
LIEHTPOMEPHBIA MHAEKC BappupyeT B mnpenenax 13-33. Ouu nerko pas-
JAYAIOTCSl TI0 PUCYHKY CEerMeHTaluu. M3MEHUYHMBOCTh UX KOPOTKHX ILIEY
TaK kK€ 3HaYuTeJIbHA, KaK U B XpoMocomax rpynmnsl D. 3neck knaccuduiim-
PYIOT Takue XK€ BapUaHTHI, KaK U B rpynne D. @nyopeclieHIus CHyTHUKOB
M KOPOTKHX TIJIEY MOXKET OBbITh Cc1ab0l, YMEPEHHOW M CUJIbHOM, TakK Ke
KaK U MHTEHCHUBHOCTb OKpallWBaHMs MpHU Hcnoib3oBaHuu G-merona. B
BbIOOpKE U3 2444 HOBOpPOXKIEHHBIX 3,5% OOHApPYXUBAIOT YJJIMHECHHbIC
KOpPOTKHE IUIeuu. J[pyrve BapuaHThI, TaKue, KaK TMTaHTCKUE CIIYTHUKH,



VJIMHEHHBIC WM YKOPOUYEHHBIE KOPOTKUE TUICUU, BCTPEUAOTCS HAMHOTO
pexe. [To maHHBIM HEKOTOPBIX HCCIeqoBaTeNeH, oOIas 4acTtoTa BapH-
aHTOB XpoMocoM rpynnbl G cocraBmsier 1,8% mo npenapatam ¢ audde-
pPEHLIMAIBHBIM OKpamuBaHueM W 1,6% B cTangapTHbeIX npenaparax. Ko-
POTKHE TIeYr XpoMocoM Tpynmbl D u G comepkaT sApBIIIKOBBIA OpraHu-
3aTOp U CEIU(DUIHO OKPAITMBAIOTCS METOJIOM CepeOpeHHs.

O06uas XapakTCpHCTHKA XPOMOCOM HCTOBCKA.

Xpovocona OTtnocureannas Lleurpo.\le‘pm,m Koanuecrso THERN
AIHHA HIL1eKC

1 8,44 =0,433 48,36 = 1,166 250
2 8.02 = 0,397 39,23 = 1,824 240
3 6.83 =0,315 46,95 = 1,557 190
4 6,30=0,284 29,07 = 1,867 1RO
5 6,08 = 0,305 29,25 =1,739 175
6 5,90 =0,264 39,05 = 1,665 165
7 5,36 0,271 39,05=1,771 155
8 4,93 = 0,261 34,08 = 1,975 135
9 4.80=0,244 35,43 =2,589 130
10 4,59 = 0,221 33,95 = 20243 130
11 4,61 = 0,227 40,14 21328 130
12 4,66 =0,212 30, Te=2)339 120
13 3.74 = 0,236 1| 7R0R > 3,227 110
14 3,56 =0,229 1874 = 3,596 105
15 346=0214 20,30 = 3,702 100
16 3.36=0,183 41,33 =2,740 85
17 3,25=0,189 33,86 2,771 80
18 2,93 =0/164 30,93 =3,044 73
19 2.67 =Q.\M 46,54 = 2,299 70
20 2.56% 0,065 45,45 = 2,526 65
21 K90 =0,170 30,89 = 5,002 55
22 204 =0,182 30,48 = 4,932 60
X 52 = 0,261 40,12 =2,117 140
Y 2,15£0,137 27,17 =3,182 60

Y-xpomocoma. Y-xpoMmocoma 0ObIYHO (HO HE Bceraa) OoJbllie, 4eM XpOMOo-
coMbl Tpynibl G, 1 XpoMaTUAbl €€ JIIMHHOTO IIeYa, KaK MpaBuilo, JIEKaT
HApPAUICIPHO OJIHA JpPYroM. OTHM OHa OTJIMYAeTCd OT XpPOMOCOM
ppynnbl G, y KOTOPBIX XpOMaTH/bl JJIMHHBIX IJI€4 4acTO 00pa3yroT UpPO-
Kui yroi. LleHTpoMepa BUIHA MEHEE YETKO, CIIYTHUKHA OTCYTCTBYIOT, pa3-
Mep JUIMHHOI'O IUIeYa CHUJIBHO BAapBHUPYET, U HEKOTOPBIE BAPHUAHTHI €O
JUIMHBI HacaeayroTcs. LlenTpomepHslil nHaeke BapbupyeT oT 0 g0 26 (B
cpen HeMm ~16). IIpu okpammBaHUK aKpUXUHOM OOHAPYKUBAETCS JTOBOJIb-
HO M3MEHYMBBIN SPKO (PIIyopeCcHupyrONuid TUCTATBHBIN Y4aCTOK JJIMHHO-
ro ieya. Bo MHOTuX ciiy4dasix HaxoJAsT JBa CHJIBHO (IyOpecHUpYOIINX



CErMEHTa, peXKe — TPU. B MONyIAMOHHBIX UCCIENOBAHUSAX YaCTOTa BbIpa-
KEHHBIX BAPUAHTOB Pa3MEPOB JJIMHHOIO IIeYa Y -XPOMOCOMBI COCTaBJISIET
5,6% (B BeIOOpKEe W3 2444 HOBOPOXXKICHHBIX). B OONBIIMHCTBE clydacB
Y-xpoMocoma Oblia YUIMHEHHOU; y 5% HOBOPOXIEHHBIX OHA OKa3a-
nack anuHHee F-xpomocowmsbl, y 0,33% — mimHHee Xpomocomsbl 18; on-
Hako B 0,25% oOpasunoB Obuia OOHapyXeHa OYEHb MaJIeHbKas Y -
XpOMOCOMa.

OO0o0O01IeHHasT XapaKTEPUCTUKA XPOMOCOM YEJIOBEKa MpeICTaBIeHa
B Tabnuiie. B 3Toii Tabnuiie mpuBeIeHBI TaHHBIC TI0 OTHOCUTEILHOU-IIAHE
(B mIpoIleHTax OT JUIMHBI TalJoOUJIHOTO HaboOpa ayToCOM) UHIWBHUIY-
AJbHBIX XPOMOCOM YEJIOBEKA, UX [IEHTPOMEPHOMY MHJICKCY H(KQJIUYECTBY
JTHK.
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JIEKIINSA 6. XPOMOCOMHBIE BOJIE3HU YEJIOBEKA

1. l'amerorenes
2. OmiogoTBOpEeHHE
3. XpomocomHbIe 3a00JI€BaHUS

1. "'amerorenes

["amerorenes — 3To mporuecc 00pa3oBaHUs TaMET, MY)KCKUX U YKEH~
CKHX IOJIOBBIX KJIETOK.

Siueknerku o0Opa3yroTcsl B )KEHCKUX T'OHa/lax (SIMYHUKAX) W UMEIOT
OTHOCUTEIBHO KpYIHbIE pa3Mepbl (0T 60 MKM A0 HECKOJBbKUX(CAaHTUMET-
pPOB B AMaMETpE), MApOOOPa3HYI0 WM CJErKa BBITIHYTYIO, (OpPMY, OHHU
HenoABMWXKHBI. COCTaB M CTPYKTypa IUTOILIA3Mbl SIULIEKACTOK SIBIISIOTCA
BugocneunuuabiMi. OHU cofepKaT MOJHBINA HAa0Op OPraHOMIOB, MHIYK-
TOPOB M 3arac MUTATEIbHBIX BEHIECTB (KENTOK). SIMLIEKIETKH MOKPBITHI
000JI0YKOM, 8 y MJIEKOIUTAIOIMINX — U KIETKaMH (POJTUKYISIPHOTO MHTE-
aust (puc. 6.1).

CnepmaTo30u/ibl 00pa3yloTCsi B MYKCKUX TOHajaX (CEMEHHHMKAX).
uMeroT Maiieie pazmepsl (40-500 MKM IIMHOM) U B TUIIMYHOM CIIy4ae CO-
CTOSIT U3 FOJIOBKH, IIEHKH U XBocTa. OHKW-HOABMXKHBI. Ha nepeaHeM koHIe
TOJIOBKHM PaCIOioKeHa akpocoma (BUI0M3MEHEHHBIN KOMILIEKC [ 0Ib K1),
CoCOOCTBYIOIIAs MPOHUKHOBEHUIO CIIEPMATO30M1a B SULEKIETKY. Sapo
3aHUMAET BCIO TOJIOBKY M OKPY>KEHO TOHKHUM CJIO€M LIUTOIIa3Mbl. B mieit-
K€ HaXOJATCA LEHTP HOJIb M CIHpajbHas HUTh MUTOXOHJPHUN, KOTOPBIE
IIOCTABJISIFOT SHEPIUIO JTSIVIBH)KEHUS XBOCTA.

4

PucyHnok 6.1 — Cxema cTpoenus siiiniexkiaeTku (A) u cnepmarto3ounna (b):
1 - uuToniazma, 2 - KOPTUKAJIBHBIN CJI0 MUTONJIA3MBL, 3 - 1IpO, 4 - MeMOpaHa,
dossmmkyasipabie kieTku; b: 6 - akpocoma, 7 - roioBKa, 8 - meiika, 9 - xBocrT,
10 - saapo, 11 - MUTOXOHAPUH



CnepMarorene3 (o0Opa3oBaHH€ CIEPMATO30HMIOB) MPOTEKAET B Ce-
MEHHBIX KaHaJbl[aX U HECKOJBKO OTJIMYAETCA OT OBOreHe3a (00pa3oBaHuUs
aieksieTok). HapyxHblil CJIOM CEMEHHBIX KaHAJbIEB MPEICTABICH JIU-
IUIOUJIHBIMU CHIEPMATOTOHUSIMH, KOTOPBIE HAYMHAIOT UHTEHCUBHO JIENUTh-
Csl MUTOTHYECKH C HACTYIUICHHEM II0JIOBOTO CO3PEBAHUS OpraHu3Ma. JTa
30Ha CEMEHHUKA Ha3bIBAECTCA 30HOM pa3MHOXKEHHS. HacTh CiepMaTOTOHUMN
BCTYIIAET B CJIEAYIOUIYIO 30HY — 30HY POCTa. 31ECh OHU MPEBPALIAIOTCS B
criepmarouutsl I mopsaka. Jlanee 3Tu KJIETKM BCTYIAIOT B 30HY CO3pEBa-
Hus (OMMKe K HEeHTPY KaHabIa), T/I€ IPOUCXOAUT Melo3. B pesysbrare
€ro NepBoro JAelieHus 00pa3yroTcs ABa cnepmaronuta M nopsiaka.'d B pe-
3yJbTare BToporo — 4 crnepmaruabl. CiepmaTuibl NepexoasiT B8 30y (op-
MHUPOBaHMSI, IJIe U3 HUX 00pa3yroTCs CriepMaTo30u bl (puc,.6.2).

CoaepxaHue

reHeTH4ECKON CnepmaroreHes Osorexes Mepwoant

nHpopMaLm

2n2xp4c pasMHOXeHUA
(MuTO3)

2n2xp4c pocTa

T
1n2xp2c CO3peBaHnA
inbpic _ > (Mesio3)
\
inixpic 4 popMUpOBaAHKA
| SO
nixpic z

Pucynok 6.2 — Cxema ramMeToreHesa:

1 - cnepMaTOroHum, 2 - CIepMAaTOIUT NMEPBOTro MOPsAKA, 3 - CIEPMATOLHUT BTOPO-
ro NopsijaKa, 4 - cnepMarujaa, S - cnepmMaTo3ou/; 1a - 0BOronum, 2a - OBOUUT
NepBOro NOpsjaKa, 3a - OBOUUT BTOPOro NMOpsiaAKa, 4a - 0BOTHAA, S5a - AlileK/1eT-
Ka, 6a - pefyKUMOHHBIE TeJbLA
* OJI010TBOPEHHE MPOUCXOINT, KAK MPABUJIO, M0CJIe MEPBOTro JieIeHus1 Meiio3a.



OBoreHe3 nNpoTekaer B siMYHHMKAX. [lepBUYHbIE KIIETKU — IMIUIOH/I-
HbIE OBOTOHUU MPOXOMAAT MEPHUOJ PA3MHOKEHUSI U POCTA JI0 POXKJICHUS Op-
raau3ma. Meiio3 HaunHaeTcs Ha 2— 4-M Mmecsie amopuoreHesa. K MmomeHTy
POXKAEHUS MEHWO03 OCTAHABIMBAETCS HA JJIMTEIIBHOE BPEMsI B CTaIWU JHa-
kuHe3a (mpodasza meiio3a-1). B mepuoji 1mojgoBOro co3peBaHusi B MEPBOM
MOJIOBUHE KaXJO0T0 JYHYOro Mecsla JIOTEeUHU3UPYIOIINNA TOPMOH CTUMY-
mupyet meito3. On uaet 10 metadassl Meio3a- Il 1 onsATh OCTaHABINBACT=
ca. Bropoe menoTndeckoe JeeHUE 3aBEPIIACTCS TOJIBKO MOCIE OTUIOHO-
TBOpeHUsl. B pesynprare Meios3a-1 w3 OBOIMTOB / MOpsiaka 00pasyroTCcs
oBoruThl Il mopsnaka, a mocne meiosa-l1l — oBOTH B, TTpeBpalalOIyiecs B
sitnexsietku. [Ipu nenenun oBoruta I mopsika odpaszyercs oaun, oBouut 11
NOPSIKA, COAEPKAIINI OCHOBHOE KOJI UMEET- HO LIUTOIUIA3MBL W OJJHO Ma-
JIEHBKOE PEIYKIIMOHHOE TEJIbIE, KOTOPOE B JAIBHEHIIEM, MOXKET pa3fe-
muThes eme pa3. [lpu nenenun oBouura Il mopsigka Takke oopasyercs pe-
JTYKIIMOHHOE TEJIbIIEC U OJIHA OBOTH/IA (SMIIEKIIETKA).

Takum oOpaszom, B Mpoliecce OBOreHe3a M3, OJHON OBOTrOHWUU O0Opa-
3YIOTCSl OJlHA AMIEKJIETKA U 3 PEeAyKIMOHHBIX TEIbIIA. KOTOPHIE B J1allb-
HelieM Jerenepupyror. [Ipu cnepmaToredese ™3 0JJHOro ClepMaTOTOHUS
o0Opa3zyeTcst 4 paBHOILIEHHBIX CIIEPMATO30MMA!

Ocoodennocmu penpodyKkuuu yenogeka

Oco0eHHOCTU PEeNPOYKIIMK YeloBeKa 00YCIOBJIEHBI €ro cnerudu-
KOM KaK OMOJIOTMYECKOT0 U COMUAIBHOTO CYIIECTBA.

CrnocoOHOCTh K PENpONYKIIMA CTAHOBUTCS BO3MOKHOM C HACTYILIE-
HUEM TI0JIOBOM 3pEJIOCTH, MPHU3HAKAMH KOTOPOU SIBIISIFOTCSI MEPBBIE MEH-
cTpyanuu y neBodyek (e, 14-16 ner) um mommonnu y mManbyukoB (¢ 16-18
net). PenpoaykTuBHas ‘€lOCOOHOCTh y JKEHIIMH coxpansercs no 40-45
JIET, Y MY>KUUH — 710 CTAPOCTH.

[Ipoaykiius raMeT y 4esioBeKa B OTJIMYKME OT OOJIBIIMHCTBA >KUBOT-
HBIX HE CBj3aHa C ce30HaMu rojia. C MOMEHTa MOJIOBOTO CO3PEBAHUS SIUY-
HUK XCHIIWHbI MEPUOJIUUECKU (OJUH pa3 B JIYHHBIH MeECSIl) BbIJETSET
O0OBIYHO QJIHY SMIIEKIIETKY, CO3PEBAIOIIYI0 U3 OBOIMTOB, 3aJI0KEHHBIX Ha
paHHUX CTaAusX >MOpUOTreHe3a. 3a BECh PENPOIYKTUBHBIA MEPUOI Y
JKEHIUHBI oOpaszyetcsi okono 400 sifiiexyerok. Yem crapiiie *KeHIHUHA.
TEM OOJBIIUK OTPE30K BPEMEHHU pasleisieT Meio3-1 u Melo3-2 1 TeM BHI-
1€ BEPOSITHOCTh HApYUIEHUSI HOPMAJIbHOTO (DOPMHUPOBAHUS SUIIEKIETKH.
[TosTOMy y NOKHUIBIX KEHIIUH BBIIIE BEPOSATHOCTh POXKICHUS JIETEH C Te-
HETUYECKUMH JedeKTaMu, OCOOCHHO CBSI3aHHBIMH C HEPACXOXKIECHUEM
XpPOMOCOM. 3pENblii CEMEHHHUK YEJIOBEKA HEMPEPHIBHO B TEUYEHUE BCEU
KU3HU BbIPA0ATHIBAET OTPOMHOE KOJMYECTBO criepmMaTo3ouioB. [locTosiH-
HOE 00pa3oBaHUE CIIEPMATO30M0B MPAKTUUECKH HE U3MEHSIET MEXMEio-



TUYECKUM OTPE30K BPEMEHH, OJTHAKO CIOCOOCTBYET HAKOIUICHUIO T€HHBIX
MyTaIyi, B pe3yJIbTaTe 4Yero BO3pacT OTIIOB HE BIUSET HA YACTOTY POXKJIe-
HUS JIeTel ¢ XPOMOCOMHBIMU 0OJIE3HSMH, HO CITOCOOCTBYET YBEITUUCHUIO Y
MOTOMCTBA HACJIEJACTBEHHOMN MAaTOJIOTUH, 00YCIOBJICHHOW I'€HHBIMU MYTa-
IUSMHU.

Kak cy1miectBo conuanbHOE YEIOBEK MOXKET CO3HATEIBHO PEryIupo-
BaTh CBOIO CEKCYAJIbHYIO KM3Hb U ACTOPOXKACHHUE. Pernpoaykiius 4enoBexa
3aBUCUT TAKXKE OT PsiJia COIUAIbHO-3KOHOMUYECKHUX (PaKTOPOB.

2. O11010TBOpEHHE

OIUI0I0TBOPEHUE - ATO CIOKHBIA TPOLECC, TPUBOASIIINA K CIAUSTHUIO
SUIEKIIETKH M CIEPMaTO30M1a, OOBEAMHEHUIO UX SJep M- O00pa3oBaHUIO
JTUTUTONTHON 3UTOTHI, U3 KOTOPOW BIOCIEACTBUHU OylIeT pa3BUBATHCS HO-
BbI OPTraHU3M. | €HETHYECKOE 3HAYEHUE IIPOIECCa OMJIQJIOTBOPEHUSA CO-
CTOUT B OOBEAMHEHUH TAIIOUIHBIX HAOOPOB XPOMOCOM OTIIOBCKHX M Ma-
TepUHCKUX rameT. OTIMYaromas uX BBICOKAsl CTEIICHb TeHETHYECKOTO pas-
HOOOpasusi (HeCMOTPS Ha KOJUYECTBEHHOE JIOCTOSHCTBO XPOMOCOMHOTO
Habopa), obecnieunBaeT reHeTuYecKoe pazfoooOpaszue ocobeil. B pesyinbra-
TE MPOIecca OIJIOI0TBOPEHUS BOCCTAHABIMBACTCS JAUIUIOUIHOCTH 3UTOTHI,
YTO CTAHOBUTCS TOJYKOM K TOCICIYIOINAM MUTOTHYCCKUM ACICHUSIM. Y
YeJIOBEKa, KaK U y JIPYTUX MIICKOMUTAIOIINX, MPOLECC OIUIOJOTBOPEHHS,
HAYMHAIOIIWNUCS C TMPOHUKHOBEHWS CIIEPMATO30HMAa B OOLUT BTOPOTO TIO-
psIKa, 3alyCcKaeT MEXaHU3M Co3peBaHus sirekieTku. Kak yxe roBopu-
JIOCH BBIIIE, B OOITUTE BTOPOIO IMOPSIAKA BTOPOEC MEHOTHYECKOE JCIICHUE
OCTaHABIMBACTCA Ha CTaanu MeTadasbl, a 3aBEpIICHUEC PA3BUTHUS SHIIC-
KJIETKH MPOUCXOIUTTQIIHKO MOCIIE OTUIOOTBOPEHUS.

On1010TBOPSHHUE TIOIpa3iesieTCs Ha TP TOCIeIOBATEIbHBIX dTalla;
B TIEPBOM CIIEPMATO30M] U SUIIEKIIETKA CONMKAIOTCS JUIsl BOSHUKHOBEHUS
KOHTaKTa. BTOpou sTam HauMHAETCsl ¢ MPUKPEIUICHUS CIepMaTo3ouja K
MOBEPXHOQCTH SIUIEKIICTKH M OCYIIECTBICHUS KOHTAKTHBIX B3aUMOJICH-
cTBuii'MeX Ty HUMH. COOBITHS TPETHETO MEPUO/Ia Pa3BOPAUUBAIOTCS TIOCIIE
NPOHUKHOBEHHUS CIIEPMATO30M/a B SIMIEKIETKY U 3aBepllaeTcs 00beanHe-
HUEM UX s7ep.

Omiog0TBOPEHUE MPOUCXOAUT B BEPXHUX KOHIAX (HaUIONMUEBBIX
TpyO, KyJa CIepMaTO30UIbl IPOXOISAT U3 Biarajuiia BCEro 3a HECKOJIbKO
MUHYT. CTOJIb BBICOKOW CKOPOCTH HMX JIBIDKCHHS CIIOCOOCTBYIOT aKTHBHBIC
COKpAIlIeHUs] MAaTKU U TPYyO, MHULIUHUPYEMbIC OMOJIOTHYECKH aKTUBHBIMU
COCIMHEHUSIMH, BBIICIISIONIUMUCS BO BpeMs TojioBoro akTa. Kpome Toro,
Ha HAMPaBJICHHOCTh JABMKEHUS CIIEPMATO30M0B CHJILHO BIHSIET TPAJIUCHT
pH cpenpl B )KEHCKHUX MOJIOBBIX MYTSIX.




Mamepuncxue
XPOMOCOMN

Omyoscxue
XPOMOCOMB

[Bcpumw nepeozo mmon]

PucyHnok 6.3 — YnpoiuieHHasi cxeMa oIjio0TBOPEeHHs

KuzHecnocoOHOCTh BHYTPHU OpTraHU3Ma CHEPMAaTO30UIbl COXPAHSIOT
B T€ueHHE 1-3 CyTOK, HO MEpUOJ| BHICOKON (DEPTHILHOCTH JJIATCS JIUIIb
12-24 gaca. Cama cnocOOHOCTh K OIUIOJJOTBOPEHHUIO OOIIMTA TMOSBISETCS
TOJILKO TIOCJIE TOT0, KaK OH MPOBEJET HECKOJIbKO YaCOB B MOJIOBBIX MYTSX.
3a 3TO BpeMsi U3MEHSIOTCSI CTPYKTYypa aKpOCOMBI U CBOMCTBa MEMOpAHBbI,
€€ OrpaHUYMBAIOLICH.



Korga criepMuH CKariMBarOTCA BOKPYT OOLIMTa BTOPOTO MOpPsJIKa, B
TOJIOBKE OJTHOTO M3 HUX MPOUCXOAUT OUE€Hb ObICTpast (He 6osiee 20 cexyHn)
akpocomaibHas peakius. OHa COCTOMT B TOM, YTO MeMOpaHbl T'OJIOBKHU
CHEpPMHSI U aKpOCOMBI Pa3phIBAIOTCS, TaK YTO M3JIMBIIUECS Hapyxy (dep-
MEHTBI aKpOCOMBI 'miepeBapHuBalOT" KIIETOUHBIE CJIOU, OKPYKAIOIIHUE O0O-
UT, BKIouas zona pellucida. 3arem BHyTpeHHssT MeMmOpaHa aKpOCOMBI
BBIBOPAUMBACTCS HAaM3HAHKY, U CIEPMHUI MPOHUKAET BHYTPh OOIUTa. Y
YeJIoBeKa CIIEPMATO30U/] BXOJUT B OOIUT HeIuKoM (puc. 6.3).

[Tocne TOro, Kak OJIUH NEPMHUM MPOHUK B SIMLIEKIIECTKY, MO €€, MEM-
OpaHo¥l pa3phIBAlOTCSI MHOTOUYHCIEHHBIE BaKyOJId, OCBOOOX /1asi BEIHECTBO,
noJ| aeiictBuemM kKotoporo zona pellucida yrommaercs u oOpaszyer moBepx
SAUIEKICTKA HEMPOHUIIAEMYIO JIJI CIIEPMUEB Mperpaay - 00OM0YKY OILIO-
notBopeHusi. Tak mpeAoTBpalllaeTcs MNPOHUKHOBEHUE BY\OOUUT IPYrUX
CriepMHUEB. Y 4UeloBeKa MPOHUKHOBEHHUE CIIEPMATO30KAa B OOIUT SIBJISIETCS
CUTHAJIOM ISl 3aBEPUIEHUS] BTOPOTr0 MEMOTUYECKOTO ACIEHUS, BEAYLIErO K
00pa30BaHUIO TAIIOUAHON SUIEKICTKH U COMYTCTBYIONIUX KJIETOK - I0-
JISIPHBIX TEJIell, BIOCIEACTBUE JIETCHEHPUPYIOIUUX. B 3T0 ke BpeMs B I1[U-
TOIUIa3ME OOIIMTa PaCCachIBaeTCs XBOCTE, enepmaroszoupa. Crenyromui
ATall Mpoliecca OII0I0TBOPEHUS CBSI3aH 'C\OOBEIUHEHUEM T€HETUUYECKOTO
Marepualia SUIEKIETKA U CIEpMaTO30K/1a B OJTHO JUILTIOUIHOE SIIPO.

BBICOKOKOHIEHCHPOBAHHOE, AIPO CIEepMaTo30uAa HauMHAEeT Haly-
XaTh, €0 XPOMAaTUH Pa3phIXJSICTCS, U PO MPEBPAIIACTCS B CTPYKTYPY,
Ha3bIBAEMYIO MY>KCKHUM MPOHYKICYCOM. AHAJIOTMYHbIE U3MEHEHUS ITPOUC-
XOJISIT B JKEHCKOM SIJIPE,, UTO, IPUBOIUT K OOpPa30BaHUIO KEHCKOTO MPO-
HykJieyca. B nmpouecce popMupoBaHusl MPOHYKIEYCOB U B MY>XCKOM, U B
xeHckoM sinpe, npoucxoaut cunre3 JJHK (In 2C), B pe3ynbTaTe uero kax-
Jlasi XpoMocoMa ViIBanuBaeTCs U COCTOUT U3 JIByX CECTPUHCKUX XPOMATHI.
[Tocne toro, xak pemnukanusa JJHK 3akoHdeHa, mpoHyKIEyChl epemMenia-
I0TCsl K LeHTpy sineknetku (puc. 6.6). [loctemenno memOpaHbI Mpo-
HYKJICYCOB Pa3pylIaloTcs, a OTIIOBCKUE U MATEPUHCKUE XPOMOCOMBI, CO-
CTOSIIIIUE KKIasi U3 JABYX XPOMAaTHJ, MPUKPEIUISIOTCS K HUTSIM chopMu-
POBABINErOCs] BEpPETeHa JAENEHHUsA. 3aTeM XPOMOCOMBI BBICTPAHMBAIOTCA IO
9KBATOPY BEpPETEHA, CO3/laBasi XapaKTEPHYIO JJid MeTadaszbl MUTO3a KapTH-
HY.

OObenMHEeHHE OTIOBCKUX M MAaTEPUHCKHX XPOMOCOM B OOIIEM MHU-
TO3€ MEPEBOJIUT OTUIOJIOTBOPEHHYIO SUIIEKIIETKY B KAUYECTBEHHO HOBOE CO-
CTOSIHUE - 3UTOTY. 3UTOTa MPOXOAMUT CTaAuu aHadasbl U Teaodasbl U 3a-
BEpIIaeT CBOE MEpPBOE MUTOTHUECKOE JeeHue. B pesynbrare oOpaszyrorcs
JIBE€ JOUYEpPHHE TUIUIOUIHBIC KJIETKHU - Ba OjacTtoMepa. | 'eHeTnyeckuii ma-
Tepuai 0JaCTOMEPOB MPEACTABISIET COO0I COBOKYIMHOCTh XPOMOCOM OTIIA



Y MaTepu: B KAKJIOHM MMape rOMOJIOTMYHBIX XPOMOCOM OJHa XpOMOCOMa OT-
IJOBCKas, a Jipyrasi - MaTepUHCKasl.

3. XpoMocoMHbIe 3200/1€BaHUs

K XpomMoCOMHBIM OTHOCSITCSA 00JI€3HU, 00YCIOBIEHHBIE T€HOMHBIMU
MYTalUSIMU U CTPYKTYPHBIMUA U3MEHEHUSIMU OTIEIIbHBIX XPOMOCOM.

XpoMOCOMHBIE 0O0JIE3HH BO3HUKAIOT B PE3YJIbTaTe MYTAllUid B MOJIO*
BBIX KJIETKAX OJHOr0 M3 poautened. M3 1mokoseHus B IOKOJIEHUE Mepeaa-
10Tcs He 6osee 3-5 % u3 HuX. XpOMOCOMHBIMHU HAPYIIICHUSIMHU 00YCHOBIIC-
HbI ipuMepHO 50 % crnoHTaHHBIX a00pPTOB U 7 % BCEX MEPTBOPOKACHUM.
ITo nannbM 1987 r. u3 1000 HOBOPOKICHHBIX 7 UMEIU PA3IUYHBIE XPO-
MOCOMHBIE aHOMAIIUU.

Bce xpoMocoMHbIe 00JI€3HH PUHATO JEIUTh Ha JIBE TPYIIIHI.

Céazannvie ¢ AHOMATUAMU YUCTIA XPOMOCOM.

B a1y rpynny BXOJAT TpU MOATPYIIIbI:

1. bone3nu, 00yCIOBIICHHBIE HAPYIICHUEM, UM EJIa ayTOCOM.

2. bone3Hu, CBSI3aHHBIE C YBEIMYEHUEM. MM YMEHBIICHUEM YHCIIa
MTOJIOBBIX X- U Y -XPOMOCOM.

3. bone3Hu, NpUYMHONU KOTOPBIX. SIBASETCS MOJTUIUIOUAMS - KPATHOE
YBEJIMUCHHE TaIOUIHOTO HAabopa XpAMOCOM.

Ceazannvie co cmpykmypHolMu HapyuieHuamu (adeppayusamu)
XpOMOCOM

Wx npuurHamu ObIBAOT:

1. TpaHncnmokaruw - OOMEHHBIE TIEPECTPOUKH MEXKAY HETOMOJIOTHY-
HBIMU XPOMOCOMAaMHU.

2. Jlenmeunu - HOTEPHU y4acTKa XPOMOCOMBI.

3. HBepcumn. # MOBOPOTHI ydacTka XpoMocombl Ha 180 rpamycos.

4. Jlyrnaukanuu - yABOEHUS Y4aCTKa XPOMOCOMBI.

5. M3oxpoMocoMUsl - XPOMOCOMBI C TMOBTOPSIIOIMIUMHUCS T€HETHUYE-
CKMM MaTEepHUaioM B 000UX TieHax.

6./"BO3HUKHOBEHHE KOJBIEBBIX XPOMOCOM (COEIMHEHUE JBYX KOHIIE-
BBIX JIGJICIIMN B 000UX TUI€UYax XpOMOCOMBI).

B Hacrosimee Bpems y uenoBeka uzBectHo Ooisiee 700 Takux 3abore-
BAHUI, BBI3BAaHHBIX CTPYKTYPHBIMH HApYLIEHUSIMU XpoMocoM. NmMeromue-
Csl JaHHBIE TMOKA3bIBAIOT, YTO OKOJIO 25% NpUXOAUTCS HA ayTOCOMHbBIE
tpucomuu, 46% - Ha MATOJOTHUIO MOJOBBIX XPOMOCOM. CTPYKTYpHBIE T€-
pectpoiiku coctaBisitor 10,4%. Cpeau XpoMOCOMHBIX MEPECTPOEK HanOo-
JIe€ 4acTO BCTPEYAIOTCS TPAHCIOKAIMU U JEJICIHH.

PaccmoTpuM Hanbosee 4acTo BCTpEYaeMble XPOMOCOMHBIE OOJIE3HHU.




Cunpapom Jlayna (tpucomus no 21-it xpomocome). JlanHOE 3a00J1€e-
BaHKME OTHOCHUTCS K YHMCIIYy HauOoJiee pacIpoCTPaHEHHBIX MATOJIOTHI Yesno-
Beka. Berpeuaercs y HOBOpoxkaeHHbIX ¢ yactoTon 1 : 700-800. Yacrora
poxxneHust feteil ¢ Oone3Hpto JlayHa 3aBUCHUT OT BO3pacTa MaTtepu U B
MEHBIIIEH CTeNeHu OT Bo3pacTa oTia. Puck poxaeHust 00JIbHOTO pedOeHKa
Marepbio B 40-46 net B 16 pa3 Bhiiie, uem B 20-24 roya. 3aMeTHBIX pa3iiu-
YUl 10 yacToTe 3abosieBanus 00Jyie3HbI0 JlayHa B pa3HbBIX reorpauyeckux

Y pacoBbIX nonysuusax (Tadin. 6.1. u 6.2) He ormeuaercs.
Tabauma 6.1. YacToTa poxkaeHus 1eTeil ¢ XpoOMOCOMHBIMH 00JI€3HIMILB 3ABH-
CHMOCTH OT BO3pacTa MaTepu

Bos pacTMateps, TOIB Yac ToTa pomae LA DeTel
¢ GomesEe []avEa ¢ MECGOH X oM OCOMENNGOTeSHERD

20 1:1667 (s
43 1:1230 1476
30 19352 1383
33 1378 1:192
40 1106 66
43 130 121
d 112 ”

OObIyHO TpUcOMUS 10 21-i ape, XpoMOCOM COCTaBIsIeT 0K0JIO 95%
oT oOwiero uncia 00ibHBIX ¢ cuHgpoMoM JlayHa. [IpumepHo 4% 0onbHBIX
CTpaiaeT TpaHCIOKaIMOHHOW(pOpMoi u okomo 2% - Mo3uuHbIMU. [Ipu
TPaHCJIOKAIIMOHHOM BapuaHTe B, KapuoTHIle HabmogaeTcs 46 XpoMocoM, a
JTUIIHAA 2 1-9 XpOMOCOMa TPAHCIOUMPOBAHA Yallle BCETO HA XpPOMOCOMY U3
rpynn D unu G. Jlexatiee B ocHoBe cuHapoma JlayHa HepacxoxaeHue 21 -
1 Mapbl XpOMOCOM.IIPOUCXOIUT JIUOO B AUIIEKIETKE BO BpeMsl Meiio3a, Ju-

00 Ha paHHUX CTAAMAX APOOJICHUS 3UTOTHI.
Ta6mmua 6.2 Yacrora pokaeHus aereii ¢ 60J1e3ub10 Jlayna

ArTop MecmocTs Uactora
Jenkins (1235) Uskaro 1:636
Malpas (1937) JIHE epITyIIE 1:776
Barker (1930) Bannrer ton 1:873
Hugz{1931) IMroprm 1:320
Carter, Me Karty (1931) Jlonmon 1:666

Collman, Stoller (1961)

ArcTpanim (mTar Brxtopi)

Oster (1933)

K omewr aren

Schul, Neel (1962)

Hupocrna 1 Haracakm

Wagner (1962)

T osomymy

Jaw orska (1962)

Toneia

E. & Jdaemmemkoea (1266)

JlemmErpan




CooTHomieHre OOJBHBIX MaJbUYMKOB U JAEBOYEK CPEId HOBOPOXKJIEH-
HbIX cocTaBigeT 1:1. [Ipu3Haku cuHAPOMA 3aMETHBI YXKE MPHU POXKICHUU U
MO3/{Hee MPOSBISAIOTCS OoJiee 4eTKO. bosbHbIE 0OBIYHO HEBBICOKOTO POCTAa,

Jepmartornuduka npu 6eJiesnn layna,

a - JJaIOHb HOPMAJIBHOT'0 cy0OBbeKTa, 0 -VIaZ0Hb npH 0os1e3Hu layHa
OTJINYAKTCA CJ'Ia6OYMI/ICM. Y Hux XapaKTCpHass BHCIIHOCTL: MOHI'OJIOM -
HBIW pa3pes3 a3, Kpyrioe yImIOMEHHOE U0, KOPOTKUNM HOC, TUIOCKas Ie-
pEHOCHIIA, SMUKAHT (TONYJyHHAsH BEpTUKAIbHASL CKJIAJIKA Y BHYTPEHHETO
yria rias3a), MajieHbKue 1e(pOPMUPOBAHHBIC YIIIH, TOJIYOTKPBITHIA POT CO
CJIErKa BBICYHYTBHIM SI3LIKOM“M BBICTYHAIOIIEH HM)KHEW 4YEeTIOCThIO (pHUCY-
HOK 6.4).




3a cueT CHJIbHOW MBIIIEYHON TUIIOTOHUN 00BEM JABUKEHUHN B CycTa-
Bax yBenuueH. Jletu ¢ cuHapoMom JlayHa B NEPBBIM IOJ )KU3HU 3aMETHO
OTCTAlOT B IICUXOMOTOPHOM pa3BUTHUU. OHM 1O3’KE€ HAYMHAIOT XOJIUTH U
cuzetb. Hepenko y HUX OTMEYarOTCsA BPOXKICHHBIE IIOPOKHU CEpALa, XapakK-
TE€pPHbIE U3MEHEHHUS IepMaTOrIMPUKU (Ha JTaJOHU UMeeTcs Tiryookas "obe-
3bsiHBA O00po3aa’).

YMcTBeHHOE pa3BUTHE OOJIBHBIX ¢ CUHAPOMOM JlayHa oTcTaer; ecin
HE TPUMEHSIOTCS CHEelUalbHbIE METOJIbl OOY4YEeHHUs] BO3MOXKHO, Pa3BULHE
TSKEIOM UIANOTUU. BOJIE3Hb COMPOBOXKAAETCS PACCTPOMCTBOM SHIIOKPUH-
HBIX JKeJie3, HapylIeHueM OOMEeHa BEIeCTB, CHUKeHHEeM uMmyHuTeTa. [1o
ATOUN MPUYMHE OHU YacCTO OOJICIOT MTHEBMOHUEW, MH(PEKIITMOHHBIMU 3a00J1e-
BaHUSIMU.

[IpoAOmKUTENBHOCTD KU3HU OOJIBHBIX OTrpaHuyeHa: OnHako c mo-
MOIIBIO CHEIUAIBHBIX METOJIOB 00yUYEHUs, YKpEIUICHUsE, (QU3NIECKOTO 3/10-
POBbs, MPABWJIBHOTO MUTAHUS U yXOJ1a, TPUMEHEHUS JIEKAPCTBEHHBIX Ipe-
apaToB U JIp. €€ MOXKHO 3HAYUTENBHO NMPOJIUTh.\MHOTHE JIIOAU C CUH-
apoMoM /JlayHa CHOCOOHBI >KHTh CaMOCTOSITEHABHO, OBJAJEBAaTh HECIOXK-
HBIMH pOo(deccusiMu, Co37aBaTh CEMbH.

Cunapom Ilaray (tpucomus no_l 3-i1 Xpomocome) onucan B 1960 .
y JETeW C MHOKECTBEHHBIMHU BPOKJICHHBIMHA MOPOKaMu pa3BuTus. Berpe-
qaeTcsl y HOBOPOKJIeHHbIX ¢ yacToTou 1:5000 - 1:7000. bone3us 06cynoB-
neHa Tpucomuen no 13-it xpomocome y 80-85% OONBHBIX C CUHIPOMOM
ITaray. HepacxoxneHne XpOMOCOM B MEHWO3€ MPOUCXOJUT YaIlIE BCErO Y
matepu. [pyrue ciydau, (MQ3auiu3M, U30XpPOMOCOMA, TPAHCIOKAIUS U
7p.) BCTpEUYArOTCs oueHb penko (puc. 6.5). Mambuuku U IEBOYKH C CHH-
npomoM IlaTay poxnatOTCsa ¢ OQUHAKOBOU YaCTOTOM.

[Ipu poxaéunu OoNbHBIE NE€TU OTIMYAIOTCS MajlbIM BECOM, XOTS
poxnarorcss B{ cpoK. Jlyis OepeMEHHBIX KEHIIMH TUIUYHO MHOTOBOJME.
IIpu cungpome IlaTtay xapakTepHbI pa3IM4YHbIE BPOKJICHHBIE ITIOPOKU pa3-
BUTHS JIMIAM TOJIOBHOTO Mo3ra. OnpeAenstoT TUMUYHBIA BHEUIHUN BHUJ
00JILHOTO; OKPY>KHOCTh Yepera YMEHbIIEHA, HU3KUN CKOIIEHHBIN 100, y3-
KM€ TJIa3HbIEe LIETH, 3alaBllasi NEPEHOCUIIA, YIIIHbIE PAKOBUHBI HU3KO pac-
[I0JI0’KEeHbI U JAePopMHUpPOBaHbl. HacTo BCTpeyaeTcsl paclieliiHa BepXHeu
TYObI 1 HeOa. 13 aHOManuii KOCTHO-MBITIIEYHOM CUCTEMBI XapaKTEepPHBI TO-
JUAAKTUIUS (1IECTUIIAIOCTh), MOBBIIIEHHAs MOJBUKHOCTh CycTaBoB. Cpe-
IV TIaTOJIOTUM BHYTPEHHUX OPTaHOB BCETA OTMEYAIOTCS BPOKICHHBIE T1O-
poku cepaua (aedeKTbl MEXKETYJOUKOBOM M MEXIIPEACEpAHON Mepero-
POJIOK), OpraHoOB MHILEBAPEHUs, KUCThI mouek u ap.). Kpome Toro, B
OOJIIIMHCTBE CIIy4aeB MOPAKEHbI TEHUTAIMU: y JI€BOUYEK - 3TO YJBOCHHUE



MAaTKH{ ¥ BJAraJIvila, Y MaJbYMKOB - KPUIITOPXU3M (3aJepKKa AUYKa MPH
CIyCKaHUHU B MOLIOHKY). Y 80-85% O0JbHBIX BBISBISETCA IIyXOTa.

Pucynok 6.5 — Cunapom Ilaray
a - aHOMAJIUM JINLA, 0 - MOJTUCHHAAKTHINS 00eHX CTOI

B cBs3u ¢ TsxkenbiMu mopokaMu pa3BUTUS 95% OOJBHBIX JeTei
YMHUPAIOT B BO3pAcTe A0 OJHOrO roja. lIpaktnuecku Bce JI€TU C CUHIPO-
moM [latay crpamgarot riryOoKoN HINOTHER:

Cunapom JaBapaca (tpucomigs io 18-if xpomocome). Omnucan B
1960 r. DaBapacom. Yacrtora OONBHBIX CpPeAU HOBOPOXKICHHBIX paBHA
1:5000 - 1:7000. CooTHOIICHUE MATLYUKOB U JEBOYEK C CHHIPOMOM OJi-
Bapjca cocrapisieT 1:3. [IpHunHbl nmpeodiaganust OOJBHBIX JEBOUYEK MOKA
HE U3BECTHBL.

- Bk
PucyHnok 6.6 — Cunapom JaBapaca yepenHo-IuIeBbie AaHOMAJHMHU U XapaKTepHoe
pacnoJio:keHue NajblieB KUCTU TOrO e 00JbHOrO (a, 0)



HaunbGonee xapakTepHbIMU OCOOCHHOCTSAMH CHHApPOMA SIBIISFOTCS W3-
MEHEHHSI MO3TOBOI'0 ueperna u Jinia, 1e(peKkTbl OMOPHO-IBUTATEIHLHOTO all-
napara, CepJIe4HO-COCYIMCTON CUCTEMBI U MTOJIOBBIX OPTaHOB.

BuemiHsis kapTHa HapyIIEHU MHOTOOOpa3Ha : MaJIEHbKUU POT, Y3-
KHE M KOPOTKHUE TJIa3HbIE IIE€JIU, KOCOTIa3ue, HU3KOPACTIOJIOKEHHbIC U Jie-
(dbopMupOBaHHBIE YIITN, BEIBEPHYTAs! HIDKHSA T'y0a, KOPOTKas M CKJIagdaTas
1Iesl, BBICTYNAKOIINM 3aThUIOK, YAJIUHEHHBIN YEPETI.

OtMmeyaroTcs Takke (PIEKCOPHOE MOJOKEHHE KHUCTEH, aHOMAIbHO
Pa3BUTBIEC CTOIIBI, KOCOJIAMOCTh U Jp. g cuHApOoMa XapaKTepHbBL JedEKThI
MOYEBOM CHUCTEMBI, IOPOKH cep/tia (puc. 6.6).

90% nereit ¢ cunapoMoM DBapiaca norudart a0 1 roaa-~Hpuannoi
CMEpPTU CTAHOBSITCA MHEBMOHUWU, KHIIEYHAS HEMPOXOJIUMOCTh, CEPACYHO-
COCYZIMCTasi HEJOCTATOYHOCTb.

Cunopombl ¢ HUCTI06bBIMU AHOMATUAMU NOTOGHIX. XPOMOCOM

Cungpom IllepemeBckoro-Tepuepa BnepBeie onucan H.A. Ille-
pemeBckuM B 1925 r., a mo3auee, B 1938 r. X. Xu Tepuepom.

[IpuunHOW 0O0JIE3HU SABISETCS HAPYIIEHWE PACXOXKJICHUS TMOJIOBBIX
XpOMOCOM. bOJICIOT TOJNBKO KEHIIMHBI,\ V»w'HUX OTCYTCTBYET OJHA X-
xpomocoma (45 XO). YHacrora BcTpeuwaemMoctu cunapoma 1 : 3000 HOBO-
POXKICHHBIX JIEBOUEK.

PucyHnok 6.7 — BHemnuii Buja 00.1bHoii ¢ cunapomom lllepemeBckoro —Tepuepa



Otmeuaercsi, 4To TOJAbKO y 20% eHUH OepeMEHHOCTh OOJbHBIM
IJI0JIOM COXPAaHSETCs J0 KOHIA M POKIaeTcs KUBOW peOeHoK. B octaib-
HBIX CIIy4YasX MPOUCXOIUT CaMOIPOU3BOJIBHBIN a0OPT WJIM MEPTBOPOXKIE-
HUE.

Jlnst cuHIapoMa XapakTepHBI: HU3KOPOCIOCTh, MOJOBOW HWH(aHTH-
JU3M, COMaTUYECKUE HApYyUICHUs. Y JETel YK€ Ha MEPBOM TOY >KU3HHU
OTMEYAETCs] OTCTaBaHUE B POCTE, UTO CTAHOBUTCS HaMOoJiee YETKO 3aMET-
HO K 9-10 rogam. Cpeauuii pocT O0JIBHBIX B3POCHBIX JKCHIITUH COCTABISICT
B cpeaHeM 135 cMm. Y HUX MMEIOTCS aHOMAJIMM B Pa3BUTUU CKEJIETa: KO-
poTKasi 1iess ¢ OOKOBBIMM KOXHBIMU CKJIAJKaMHU, KOPOTKasi (W, IIUPOKas
rpyJHas KJIETKa, Ype3MepHas MOABUKHOCTh JOKTEBBIX M KOJICHHBIX CyCTa-
BOB, YKOpoueHue 4-5-To majbplieB Ha pykKax. XapakTepeH BHEIIHUN BUJ
OOJIBHBIX: MUKPOTHATHS (HEJIOPA3BUTHE HIKHEH UETIOCTH), STIUKAHT, HU3-
KOIMOCaXeHHbIE JehOPMUPOBAHHBIE YIIH, BBICOKOE ‘IBEpAOe HEOO U Ap.
(puc. 6.7). Hepenko oTMeuaeTcsi Kocorjiasue, karapakra, 1e(eKThl ciayxa,
aHOMAaJIMM MOYEBOM cUCTEMBI (yIBOCHUE MOYEK, MOUEBBIBOISIIUX MTyTEH).

BaxxHol 0COOEHHOCTBIO 3TOr0 3a00JCBaHUs SBISETCA MOJIOBOM HMH-
dbanTwim3M. BHyTpeHHUEe U HapyKHbIE T€HUTAIUA HEJIOPA3BUTHI, B IEPHUO/T
MOJIOBOTO CO3PEBaHUs BTOPHUYHBIC TMQIOBBIC MPU3HAKU OTCYTCTBYIOT HIIH
pa3BUTHI €J1a00, HEIOPa3BUTHI BJlarajiMile M MaTKa, MEHCTpyalluid HET,
0ospHbIe OeciionHbl. OIHAKQ/B AUTEPATYpPE CYLIECTBYIOT JAaHHBIE O POXK-
JICHUU JIETEN Y )KEHIIUH ¢ cuHapoMoM lllepemeBckoro-TepHepa.

B 50 % cnyuyaeB 00JbHBIE CTPAJAIOT YMCTBEHHOW OTCTAJIOCThIO, OHU
MAaCCUBHBI, CKJIOHHBI K ICUXOT€HHBIM PEAKIIUSIM U TICUX03aM.

[IponomKUTEILHOCTD XU3HU OJIM3Ka K HOpMeE. JIeueHne HampaBiIeHO
Ha CTUMYJISILIUIO ‘pOCTa U YMEHBIIIEHHE TOJOBOTO WMH(aHTUIM3MA (JJIH-
TEJbHBIEC KYPChI TQJIOBBIX TOPMOHOB U JP.).

Cunapom Kaaiingenantepa onucan B 1942 r. H. Knaitadenstepom.
bonerot Tosbko manpunku. Yactora BcTpewaemoctu - 2 u3 1000 HOBOpOX-
JCHHBIX' 'MAJIBYUKOB. Y CTaHOBJIEHO, YTO OOJBHBIE WMEIOT JIMIIHIOW X-
xpomocomy (kapuotun 47, XXY, BMecto 46, XY). Hapsany ¢ atum, Bctpe-
YaroTCsl BAPUAHTHI MTOJIMCOMUU C OOJIBIITUM YUCIIOM X- U Y -XpPOMOCOM, KO-
TOpBIC TAKXKE OTHOCAT K cuHapoMy KiaiiHdenbrepa (Tadi. 6.2).

Jlo poxpaeHus: 3a0oieBaHUE KIMHUYECKH HE nuarHoctupyercs. e-
HETUYECKUE aHOMAJIUU MPOSBIISIIOTCS B MEPUOJ IMOJIOBOTO CO3PEBAHUS B
BU/JIC HEIOPA3BUTHUSI CEMEHHUKOB M BTOPUYHBIX MMOJIOBBIX IPU3HAKOB.

s myxunH ¢ cuaapomMoM KnaliHdenbTepa XapakTepHbl BBICOKUMA
POCT, €BHYXOMIHBIM TUM CJIOXKEHUS (MIUPOKUN " Ta3, y3KHE IJICUH), THHE-
KOMacTus (pa3BUTHE TPYIHBIX JKelie3 OOJbIIE, YeM B HOpME), CIIa0bIi POCT



BOJIOC Ha JIMIIE, B OJMBIIICYHbIX BIaJUHAX U Ha JOOKe. SIuuku ymeHble-
HbI B pa3Mepax, OTMEUYAETCs MOJ0BOM MH(GAHTUIIN3M, CKJIOHHOCTb K OXKH-
penuto. [Ipu 3ToM y G0JIbHBIX HAapyIIEH CIIEpPMATOreHe3 U OHU OECIIIIOIHBI.
WX yMCTBEHHOE Pa3BUTHE OTCTAET, OJJHAKO MHOTJA MHTEJUIEKT HOpMaJlb-

HBIH.
Taﬁ.mma 62. Tunel IMOJIMCOMMMH 110 IMOJIOBBIM XpOMOCOMaM y qgeJ0oBEeKa

H{-TIOMHCOMITH TP - TIOMmHC OMET Y -momic ongmn © OgHOI IMonsc ensra mo obema
OTCYICTEMH ¥ -XpOMOCOMBI € ogHOH Y XpoMOCOMOET X -% pOMOCOMOT XPOMOC OMEN

47, XX 47, KXY 47, X¥Y 48, BEYY

48, XXX 48, XXXV 48 XVVV 40, XHXEVY

49, XXX 49, XY 49, XYVYYY

YBenuueHue yucia X-XpoMOCOM B TEHOTHUIIC CONTPOBOIKIAAETCS YCH-
JICHUEM YMCTBCHHOW OTCTAJIOCTH, HApYIICHHEM IICUXHUKH, aHTHCOLHAJIb-
HBIMH ITOCTYITKAMH M aJTIKOTOJIM3MOM (puc. 6.8).

Pucynok 6.8 — BHemrnuii Bujg 60abHOro ¢ cuaapomom Kiaiindeabrepa

Cunopomol, 00ycnoeiennvle 6HymMpPUXPOMOCOMHBIMU REPECMPOi-
Kamu

K aToMy TuIily mepecTpoek XpoMocoM (Hapsiay C ACICHUSIMU, TyTUIH-
KallMsIMU U UHBEPCUSIMHU) OTHOCATCSI YaCTUYHBIE TPUCOMUM U MOHOCOMHUU
ayrocoM. OOHapyXeHHE YKa3aHHBIX XPOMOCOMHBIX HAapyIIEHUW CTao
BO3MOKHBIM TIOCIIE pa3paboTku MeToA0B IudPepeHIHaIbHON OKpacKu




XPOMOCOM, TIO3BOJISIONINX HE TOJIBKO HICHTH(UIMPOBATH KaXIyI XPO-
MOCOMY Habopa, HO U CYAUTh O MPOUCXOXKJICHUU aHOMaJIbHONW XPOMOCO-
MBI, €€ JIOMOJHUTEILHOTO WIM YTPAYEHHOTO y4yacTka. B Hacrosmee Bpems
JU1si OOJBITMHCTBA XPOMOCOM 4YEJIOBEKa OOHAPY)KEHbl YACTUUHBIC TYTLIH-
Kanuuu Win aenenuu. OHU MOTYT 3aTparuBaTh Kak KOPOTKOE WIM JIJTMHHOE
IIJICY0 XPOMOCOMBI, TaK U OJHOBPEMEHHO 00a 1ieya. J[JIT MHOTHX XpOMO-
COM BBISIBJICHA OTHOCUTEJIbHAS KJIMHHUYECKAs CTEUDUIHOCTh (PEHOTUITH>
YECKUX OTKJIOHCHUH MPU AyTOCOMHBIX YaCTUYHBIX TPUCOMHU-SIX WJIM MOHO-
COMMSX, OJIHAKO KIIMHUKO-IIMTON€HETUYECKUE CHUHIPOMBI MOKA BBUICHHUTD
HE YJaJI0Ch.

[IpuBenem nBa mpuMepa CUHIPOMOB, OOYCIOBJIEHHBIX (BHYTPUXPO-
MOCOMHOM ITaTOJIOTHEM.

Cunapom "komauybero Kpuka' cBszaH C JeJENUEH KOPOTKOTO
wieda 5-il xpomocoMbl. BriepBeie onmcan [[x. Jlexxenom B 1963 r. Ilpu-
3HAKOM €T0 CIIYKHUT HEOOBIYHBIN IIau JIeTeH, HATIOMUHAIOIINA MSIyKaHbE
WM KPUK KOIIKH. DTO CBSA3aHO C IATOJIOTHEW, TOPTAHU WM TOJOCOBBIX
cBs130K. OJTHAKO C BO3PACTOM 3TOT KPUK MCUE3AECT.

Knuandeckass kapTiHa CHHJpOMa 3HAMHTENbHO BapbupyeT. Haunbo-
Jiee TUIUYHBIM, TOMUMO "KOIlIaybero Kpuka'; siBiiseTcsi yMCTBEHHOE U (Pu-
3MYECKOe HeJopa3BUTHE, MHUKpoIedanis (aHOMaTbHO YMEHBIIICHHAs TO-
JIOBA).

Pucynok 6.9 — Cunapom "komavbero kpuka'
a - BHELIIHUI BUJ 00JIBHOIO0; 0 - KApUMOTHUII 00JIBHOI0



CBoeoOpa3eH BHEIIHUN BUJI OOJIBHBIX: JIYHOOOpa3HOE JUI0, MUKPO-
reHusi (MaJIeHbKUE pa3Mepbl BEPXHEH YEeIIOCTH), SMUKAHT (BEpTUKAIbHAS
CKJIa/IKa KOXKM Yy BHYTPEHHErO yIJia TJIa3HOM IeJH), BEICOKOe He0o, Mmioc-
Kasi CIMHKA HOCa, KOCOTJa3ue. YIIHbIE PAKOBUHBI PACIIOI0KEHBI HU3KO U
nedopmupoBanbl. OTMEUAIOTCS TAKXKE BPOXKICHHBIE MOPOKH cepAlla, Ima-
TOJIOTUSI KOCTHO-MBIIIEYHON CHCTEMBI, CHHAAKTWINS CTON (IOJHOE WIIH
YaCTUYHOE CpalleHUE COCEIHUX MajbIEB), TUIOCKOCTOIKE, KOCONANOCTh 1
1p.), MBIIIICYHAsE TUIOTOHUS (puc. 6.9).

BoJIbIIMHCTBO JIeTeN yMHUpAET B paHHEM Bo3pacTte. Bmecre ¢ rem n3-
BECTHBI onucaHus 0onbHbIX crapue 50 jer. Ilo-mynsiuoHHas. YacTora
cunapoma "komausero kpuka' 1:40000 - 1:50000 nHoBOpOXIAcHHBIX. Pa3-
Mep AEJEIUHU B Pa3HbIX CIy4asiX pa3JInyucH.

bone3Hnb xapakTepu3yeTcsi MHOTOUYHMCIEHHBIMU BPOKIECHHBIMU TTOPO-
KaMu Pa3BUTHS, 33JI€PKKOU YMCTBEHHOT'O ¥ TICUXOMOTOPHOTO Pa3BUTHSI.

Y HOBOpOXIEHHBIX HEOOJBIION BEC MPU HOPMATHHOW MPOAOTKH-
TeAbHOCTH OepeMeHHOCTU. Cpeau BHELIHUX « IIPU3HAKOB OTMEYArOTCS:
MuUKpotiedans, KIFOBOBUIHBIM HOC, STIMKAHT, AHTUMOHTOJIOU/IHBIN pa3pes
ria3 (ONyIlIeHHe HAPYKHBIX YIIOB TJIA3HBIXALENIeH), aHOMaJIbHBIE YIIIHBIC
PaKOBUHBI, paclieinHa BepxXHel ryobl 1 Heba, MajleHbKUN poT, Aedopma-
1UsI CTOM U Ap.

Hetu ¢ cuaapomom Bosbha-XupiixopHa MaIOKU3HECTIOCOOHBI, Kak
MPaBUJIO YMHUPAIOT B BO3PacTe/0-0JHOro roaa. Yacrora 3Toro cuHapoma
Hu3kas - 1 : 100000 poxaentiit.

Dakmopwl, nogvluiaionjite pucK poscoeHus 0emeil ¢ XpoOMoCOMHbIMU
oonesnamu

[TpyurHBI BO3HUKHOBEHHUS XPOMOCOMHBIX 0OJIC3HEH J0 HACTOSIIETO
BPEMCHH HEJOCTATOYHO M3y4YeHBI. MIMEIOTCS 3KCIIEpUMEHTAIbHBIC JaHHbBIC
O BIMSHWE Ha MYTAIlMOHHBIA Tpolecc Takux (PaKTopoB, Kak: JIEHCTBUE
WOHHM3UPYIOMUX HM3IYYCHHH, XUMUYCCKUX BEIECTB, BUPYCOB. Jlpyrumu
MPUYHHAMA HEPACXOXKIACHHUS XPOMOCOM MOTYT OBITh: CE30HHOCTb, BO3PACT
OTIa ¥ MaTePH, TIOPSIOK POKICHUS JETEH, MPUEM JIEKapCTB BO BpeMsi Oe-
PEMCHHOCTH, TOPMOHAJIBHBIC HAPYIIICHUS, aIKOT0JIM3M U ap. He uckiroua-
eTcsl JI0 OMNpPEACIICHHOW CTCIICHHM W TeHETHUYECKOe JEeTCPMHHHPOBAHUE
HEPACXOXKJIeHUsT XpoMocoM. [loBTOprM, OJTHAKO, YTO IPUYUHBI 00pa3oBa-
HUS TCHOMHBIX M XPOMOCOMHBIX MYTallMid Ha PaHHUX CTaJMSIX Pa3BUTHUS
3apOJIBIIIIA JIO CUX TIOP OKOHYATEIILHO HE PACKPBITHI.

K Guonorndyeckum ¢akropaM MOBBIIIEHUSI pPUCKA POXKICHUS JETEH C
XPOMOCOMHBIMHM aHOMAJIMSIMH MOXET OBITh OTHECEH BO3pacT marepu. Kak
BUHO U3 Tabmuibl 8.1, puck poxaeHus 00JbHOTO peOeHKa 0COOCHHO pe3-



KO BO3pacTaer mocie 35 jeT. IT0 XapaKTepHO IS JTHOOBIX XPOMOCOMHBIX
OoJe3Hel, Ho HanboJiee YeTKo HabmoaaeTcs A 0onesnu JlayHa.

B Memuko-reHeTH4eCKOM IUTAHHPOBAHWHM OEPEMEHHOCTH 0C000¢
3HAUEHUE yHAeNseTCs NBYM (hakTopaM - HAIMYHIO aHCYIUIOWIAWH IO ayTo-
coMaM y peOeHKa U BOo3pacTy MaTepu crapiie 35 Jer.

K kapuoTunudeckum (akTopam pHcKa y CYIMPYKECKHUX Map OTHOCST-
Csl: aHEYIUIO-Uus (Jalle B MO3auvHoOM ¢opme), poOepTCOHOBCKHUE TPAHCH
JoKauu (CIUsIHUE JBYX TEJIONEHTPUUECKUX XPOMOCOM B OOJIACTH Jieie-
HUS) KOJIBIIEBBIE XPOMOCOMBI, HHBEepCUHU. CTETeHb TMOBBIIMICHHS PHCKa, 3a-
BUCHUT OT TUIIA XPOMOCOMHBIX HapYIICHUH.

B nHacrosiiiee Bpems OlieHKa CTEIeHU pUCKa YCTymaeT 00Jee TOUHOM
peHaTAIbHONW IUTOTEHETHYECKON JUArHOCTUKU YMOPHUOHA MU TIOIA.

Jlumepamypa:
1. IleBuenko, B.A. I'eneTuka yemoBeka / B.A. 1leBuenko, H.A. To-
nopuuna, H.C. CtBonuHckas. — M.: Bnagoc, 2004, = 240 c.
2. ®orenp, @. I'eneruka yenoBeka / O. Ooredn, A. MoTynascku. — M.:
Mup, 1989. - T. 1.-312c.
3.3asm, P.I'. OcHoBBI 00mIeH 1 MeauiuHCKOM reHetuku / P.I'. 3asi,
N.B. PaukoBckast. — Mu.: Bemm. mik., 1998. — 255 c.



JIEKIIUA 7. reynnbl KPOBHU ABO Y YEJIOBEKA.
MHOKECTBEHHBIN AJIJIEJIU3M.

1. O6m1as xapakTepucTuka rpynn KpoBU
2. Cucrema rpynn kposu ABO
3. Cucrema rpynm kpoBu Pesyc-daxrop (Rh)

1. O01mas XapaKTepuCcTUKA TPy KPOBH

['pynma KpoBW SIBISETCS TE€HETUYECKH OOYCIOBICHHBIM OHOIOIUHE-
CKMM TPU3HAKOM U OMPEAENIeTCS HAJIMYHEM WM OTCYTCTBHUEM. B! IJa3-
MEHHBIX M KJIETOUHBIX 3JIEMEHTaX KPOBH KOHKPETHOI'O WMHJMBUAYyMa CO-
OTBETCTBYIOLIUX I'PYIIOBBIX U30aHTUTEHOB U U30aHTUTEI.

Ha ocHOBaHUM M3y4eHHS pEaKIMd H30TeMarriioTUHALUN (CKIIeuBa-
HUE APUTPOIUTOB OJHOTO YEOBEKAa MPHU CMEIIMBAHUM, UX C CHIBOPOTKOM
kpoBu apyroro) K. Jlanamreitnep (K. Landsteiner) 8.1900-1901 rr. Brep-
BbI€ BBIJEIMII Y UyenoBeka Tpu rpymmbl kposu —A; B u 0. B 1900-1901 rr.
Hexactemno (Dekastello), IItypmu (Schturli).Bmepsrie onucanmu [V rpynmy
kpoBu. B 1906 r. S1. Suckuii (J. Jansky) ©OkoHHYATENBHO JA0Ka3all, YTO IS
YeJI0BEKa 3aKOHOMEPHBIMU SIBIISIFOTCS HETBIPE TPYMIbI KPOBU, U MPEJIO-
xun knaccuukanuro (I, II, I, IV),'KoTopoii moab3yroTes 10 HACTOSIIC-
ro BpEMEHH BO BCEM MUPE.

B 1910 r. Mocc (Moss) (CHIA) npuroToBuUi THIUPYIOLIUE CHIBOPOT-
Ku 11 onpenenenus rpynvkposu. B 1911 r. Ban Jlynrepn u ['upmidenba
NOATBEPJIUIU, UYTO TPYIUIbI ‘KPOBH HACIEAYIOTCA. DTH (aKThl JOKa3alu
MIPUMEHUMOCTD 3aKOHOB, MeH 1Nl K HacJaeJOBaHUIO0 IPU3HAKOB Y YeJIOBe-
ka. B 1924 r. Bepauiréiln ycTaHOBWJI, 4TO cucTeMa rpynn kposu ABO
KOHTPOJUPYETCS ‘Cepueii MHOXKECTBEHHBIX aljieJiel oJHOro Jiokyca. bia-
rojgapsi COBMeCTHbIM ycwinsM Bunepa, JleBuna u Jlanamrennepa cnycrs
25-30 net 661 0OHapyx)eH pesyc-pakrop (Rh) u mokazaHo, 4To remMoiin-
TUYECKas JKENTyXa HOBOPOXKJICHHBIX BOZHUKAET BCJIEJACTBUE MMMYHOJIOTHU-
YECKOM ‘HECOBMECTUMOCTH MAaTE€pH U IUIOJA. DTU OTKPBITHUS MO3BOJIUAIU B
60+ rr. HarJIAIHO MPOAEMOHCTPUPOBATH BO3MOXKHOCTh MPEAYIPEKICHUS
[eMOIUTHYCCKON OO0JIE3HHM HOBOPOXKJICHHBIX ITyTeM BBelIeHHs aHTU-Rh-
aHTUTEJ MaTePSIM U3 TPYIIIBI PUCKA PA3BUTHS 3TOTO 3a00JICBaHUSI.

B 1928 r. yrBepxkaeHa MEXAYHApOIHAs KiacCu(UKaIUs TPYIIT KPO-
Bu. [Ipunsaro pasznuuats uersipe rpynnsl: O(I), A(Il), B(III) u AB(IV). B
EBponie 44% nroneit umerot rpynmy kpoBu A(Il); rpynma O(I) siBisiercs
BTOpPOI 1o yactote u coctasisieT 39%, rpynna B(III) Bctpeuaercs B 12%,
rpynna AB(IV) — B 4-5%.

K mactosimemy BpeMeHH B KpPOBHU uejioBeka oOHapykeHo Oosee 700




Pa3IMYHBIX SPUTPOIUTAPHBIX AHTUTEHOB KPOBH, OOpa3ymwoImux 75 aHTH-
TeHHBIX cucTeM. Jlumb 29 W3 HUX WMEIT KIWMHWYECKOe 3HAvYeHHUE, a
HanOosnee 3HaunMel 14 anturennsix cucteM: ABO, Rh-Hr, Kell-Gellano,
Duffi, Kidd, Lewis (JIstouc), MNSs, Lutheran, Pp, Xq, Ji, Auberger,
Dieqo, Dombrok, Colton, Scianna wu npyrue. ITo kaxmoi u3 3THX CH-
CTEM CYIIECTBYIOT CBOM Ipymibl KpoBH. Tak, mo cucteme MNSS BrisiBiIeHO
43 rpynmbl KpoBH, 1o cucreme Rh-Hr — 48 rpynm. Eciu yuuThiBaTh KOM=
OMHAIMK IO Pa3JIMYHBIM aHTUT€HHBIM CHUCTEMaM, TO Moiyvatorcs 0osee, ]
MJIH. TPYNN KPOBH, W MPAKTHUYECKH TMOA0O0paTh HACHTUYHYIO KPOBB, MO
BCEM AHTUIE€HHBIM CHUCTEMaM HEBO3MOXXHO. OJIMHAKOBBIE T'PYIHLINKPOBU
ONPEACIISIIOTCS TOJIBKO Y OJTHOSIMIIEBBIX OJIM3HEIIOB.

B neiikonurax obHapyxkeHo Oosiee 250 cnenuduyeckiX “aHTUTCHOB
(HLA — Human Leukocyte Antigen) , kortopeie ¢hopMupyoT 162 aHTH-
reHHble cucteMbl HLA, B TpomboruTtax 26 cnenuduueckux aHTUT€HOB
(HPA — Human Platelet Antigens) o6pa3ytoT 10.aHTUIeHHBIX CHCTEM
HPA. CymectByer 0onee 100 aHTUTeHOB MJIa3MEHHBIX OEJIKOB, 00pa3y-
fonmx 20 aHTUTEHHBIX CUCTEM.

st reMoTpaHcy3HOIOTUM TPECTABASIOT MHTEPEC AHTUTEHBI IO-
BEPXHOCTH KJIETOUHBIX 3JIEMEHTOB KPOBH}, CIIOCOOHBIE HANPSIMYIO pearu-
pOBaTh C AHTUTEIIOM U SIBISIOMIMECS UPUUYUHONW TOCTTPaHC(])Y3MOHHBIX
ocliokHeHuM. BMecTe ¢ TeM necTpyklius KJIETOK MPU OHKOJIOTHYECKUX U
THOMHO-HEKPOTUUECKUX Mpoleceax, 00JIe3HAX KPOBH MOXKET COMPOBOXK-
JaThCsl «BBICBOOOXKICHUEM)) aHTUTEHOB KJIETOYHOM MPOTOIIa3Mbl, K KOTO-
PBIM OTCYTCTBYET «y3HABaHHE» HMMMYHOKOMIIETEHTHBIX 00pa3oBaHUM.
PasBuBaercs ayrouMMyHHBIN nponecc. VIMMyHHBIE aHTUTENIa MOT'YT OKa-
3aThCsl CIIOCOOHBIMMA, ArrIIOTUHUPOBATh KaK COOCTBEHHBIE IPUTPOIUTHI,
IPUBOIS K WX PA3PYIICHUIO B COCY/Iax W HapacTaHUIO aHEeMHH, TaK U ITIe-
penmBaeMeble, 9TO \yJ1aeTcss OOHAPYKUTh MPHU MPOBEICHUH NTPoO HA WHIU-
BUTyaJIbHYO 'COBMECTUMOCT.

B murepatype uMeroTcsi CBeIeHUsI O CBSI3U MATOJIOTUU C OIpPE/IEIICH-
HOM rpymon KpoBu. Tak, 3a0071€BaeMOCTh TaCTPUTOM U SI3BOM KEITyIKa
JOCTOBEPHO BBIIIE CPEIH JIUIL TIEPBOM TPYIIBI KPOBH, UMEIOIIUX aHTUTEH
¢uorems! Lewis (LeP).

Cpenu monel, umeromnx A(ll) rpynmy xpoBu, yaiie BCTpedaroTCs
uieMuyeckass 0oJie3Hb cepAlla, TMIEpTOHMYEcKas O0Jie3Hb, CaxapHbIN
nuaber. Hamuune neitkouurapusix antureHoB HLA-A8 cmnocobctByeT
Pa3BUTHIO AJUIEPTUYECKUX 3a00JI€BaHU.

AHmuzenHnvle mapKepvl IpUMpOYUmMo8

N3yueHne aHTUTEHOB APUTPOILIMTOB COCTABISICT MEPUOJ JITUTEIBLHO-
CThIO OoJiee cra jeT. ['pynnocnenududeckue aHTUTeHbl OB OOHApYKe-



Hbl B CBSI3U C aJUIOT€HHBIMU TeMOTpaHC(y3UsIMU U HAPYIICHUEM TOMEO-
CTaza OpraHu3Ma IpU NOMaJaHUK B HETO UYXKEPOJHBIX aHTUTeHOB. [lo-
ATOMY HamOoJiee OYEBHJIHON OblJJa MMMYHOJOTHYECKass (PYHKIIUS STUX
CTPYKTYp. Ycnexu OMOXUMHH, B YACTHOCTH MEMOPAHOJIOTUU, MOJICKYJISP-
HOM OMOJI0THUM, TTO3BOJIWIIM MOJYYUTh MpecTaBieHrne 00 o0iedrnoaornyie-
CKUX (PYHKIIMAX aHTUTEHOB TPYII KPOBHU. Y CTAHOBJIEHO, YTO OHHU yd4acT-
BYIOT B MEPEHOCE BEUIECTB B KIIETKY, CIYKaT PEUENTOPAMU SK30TE€HHBIX
JIUTaHJI0B, BUPYCOB, OAKTEPU, MMapa3uTOB, BHITIOIHSAIOT ()EPMEHTATUBHYH)
pOJib, YHACTBYIOT B @Ir€3UU PA3JIMYHBIX MOJIEKYJI, BBIIOJIHSIIOT CTPYKTYP-
HYI0 poJib B OMomMemOpane. B Hacrosiee BpeMsi u3yueHa UMMYHOTCHHas
aKTUBHOCTb OoJiee 250, a, M0 MHEHUIO APpYrux aBTOpoB — 450 @HTUI€HHBIX
JNETEPMUHAHT-TPYIIIT KPOBH.

['pynnel KpoBH, 00pa3oBaHHbIE AHTUT€H-AHTUTENIbHBIM MpEACTaBU-
TEIHCTBOM, BBINOJHAIOT UCKIIOYUTEIBHO BAXKHYIO POJb B, KU3HEIESATENb-
HOCTH 4YeJIOBEKa Kak OMOJIOTHYEeCKOTo Buaa. [ pymocmenuduyeckue mo-
Jucaxapu/ibl, MoJ0OHbIE TPYNIIOBBIM aHTUI€HAaM HeJOBEKa, IIMPOKO pac-
MPOCTPaHEHbI B Ipupojie. X HaxoAsT y KUBOTHBIX, paCTeHUH, OaKTepuil.
KOHTaKT ¢ 3TUMH BellleCTBaMH B MPOIIECCE ©CTeCTBEHHOTO 0TOOpa MpHUBEI
K auddepeHnpoBKe yeaoBeka Kak Buga \Ha*4 Thma 1o cojepKaHuio WId
OTCYTCTBHIO aHTUTeHOB A n B. JItoam, HE comepkaiue aHTUTEHB A U B,
UMEIOT O- ¥ B-aHTuTeNa.

['pynmoBbie aHTUTEHBbI KPOBW, YEJIOBEKAa HA3bIBAIOT AarrJOTHHOTECHA-
MU, TaK KaK OHU OOBIYHO BBISBJISIOTCS peakiMed arroTHHAIUU. ATTIIO-
TUHOTEHBI SIBJISIIOTCSI COCTABHOW YAaCThIO KJIETOUYHBIX CTPYKTYp (opMeH-
HBIX 3JIEMEHTOB KPOBU ([JINKOMNPOTEHHBI KJIIETOYHOM MEMOpPaHbI), HO HEKO-
TOpPbIE U3 HUX MOLYT 'HaXOIUTHCA B BOJOPACTBOPUMON (hopme B TiazMe
KpPOBH, CJIFOHE, JKE€JYJOYHOM COKE, MOY€, TKAaHEBOU U JAPYTUX >KUIKOCTSIX
opranu3ma. AHTULEHBI, aHAJIOTUYHBIC arTJIOTUHOTEHAM KPOBH, UMEIOTCS B
KJIETKax Ipyrux TkaHedl. Hawmbomnee Gorarhl rpyrnmnoBbIMA aHTHUT€HAMH U
AHTUTEJIAMU\TKAHU U KUJIKOCTH T'€HEPATHUBHBIX OPraHOB, IJ€ OHU 00€3-
BPEXKUBAIOT AHTUTEIA, MPEMATCTBYIOIINE OIJIOJOTBOPEHUIO U PA3BUTHUIO
noaa. YeTBepToe MECTO MO CONEPIKAHUIO TPYNIIOBBIX AaHTUT€HOB W aHTH-
Te3aHUMAET KPOBb — 3PUTPOLIUTHI U TIa3Ma.

ATTIIFOTHHOTEHBI 00JIa/Iaf0T CIACAYIONUMH CBONCTBAMMU:

1) WMMYHOT€HHOCTBIO, T. €. CIIOCOOHOCTBIO BBI3BIBaTH OOpa30BaHUE
MMMYHHBIX QHTUTEJI NIPU MOCTYIUICHUU AaHTUTEHA B OPraHu3M, HE UMEI0-
LIEr0 €rOo;

2) cneuu(UUHOCTBIO (CEpOJOTrHYECKOM aKTHUBHOCTBIO), T. €. CIIO-
COOHOCTBIO BCTYIaTh C COOTBETCTBYIOIIMM AHTUTEJIOM B UMMYHOJIOTHYE-
CKYIO PEaKIHIO, TaKyl0, KaK arrjIfoTHHAIUS, TMpEerunuTanys u ¢GiIoKys-



U

Pa3Hble aHTUTeHB 001a1aI0T 3TUMU CBOMCTBAMHU B Pa3HOU Mepe, U y
KOr0-TO 00J€€ BBIPAXKEHO OJIHO M3 HUX, Y KOTO-TO - JApPYroe. AHTUTEHBI
MOTYT OBITH TMOJHOILICHHBIMH, €CJIM OHU O0JaAaroT 00OMMM YKa3aHHBIMU
CBOMCTBAaMHU, U HEMOJHOLICHHBIMU (TalTeHbl), €CJIM OHU 00JIaJIaI0T OJTHUM
W3 DTUX CBOMCTB.

Bce rpynmnoBble aHTUTEHBI SIBISIOTCA HACIEICTBEHHBIMHU, BPOXKICH*
HBIMU U HE MEHSIIOTCSI B TE€UCHHE >KU3HU. B OOJIBIIMHCTBE TPYIIIOBBIX (CH=
CTEM aHTUTEHBI MOJHOCTHIO PAa3BUBAIOTCA K MOMEHTY POXKJICHUS, -AKTHB-
HOCTb UX COXPaHSETCs] HAa TAKOM € YPOBHE, KaK U mepej] poxacadem. Hc-
KJIFOUEHUEM SIBIISIFOTCA aHTUTEHBI cucTteMbl JleBuc, P, koTopeie'c1a00 BbI-
Pa)KEHBI IIPU POKICHUU, U AHTUTEH CUCTEMBI A, KOTOPBLA-IIQYTU COBCEM
HE PasBUT y HOBOPOXAeHHBIX. Hampotus, anturer Rh’(D) Jk KoHIY M-
OpHOHANILHOTO MEPUO/Ia UMEET AKTUBHOCTH BBIIIIE, YEM.Y B3POCJIOTO Y€JO-
BEKa.

[IpakTHdeckoe 3HaYECHUE UMEIOT T€ arTJIOTUHOICHBI KPOBU, KOTOPHIC
PaCIOJI0KEHBI HA MOBEPXHOCTH (DOPMEHHBIX JIEMEHTOB, UOO OHU SIBIISIOT-
Csl IPUYMHONW M30MMMYHHU3AIUU (M30CCHCHOMIIM3AIMK) U C ITUMU aHTHUTe-
HAMU COCJUHSIOTCS aHTUTENA MPU reMOTPAHCOy3UsX, BbI3bIBAs arrjitOTH-
HalMIO U TEMOJIU3.

Takoe pacrnonoxxenrue UMeroT armioTuHoreHs! cucreM ABO, Rh-Hr u
Kell, uto 1 sBUIOCH OCHOBHOM MPUUMHON MOA00pa KPOBU JIJisl MEepeIIMBa-
HUSI UMEHHO [0 3TUM arriIiQTHHOTEHHBIM CHCTEMaM.

MexayHnapoaHoe 00IecTBo nepenuBanusi kpoBu B 1980 roay cucre-
MaTU3UPOBAJIO AHTUTECHBI PUTPOIIUTOB U PA3ACIIUIO UX HA TPU KATETOPUH:
CUCTEMY, KOJIJIEKIUIO U CEPHUIO.

BrigeneHsr:

1) cuctemsbl BpynIbl KPOBH;

2) KOJUIEKIMU rPYNIbl KPOBU;

3) pemnko Bctpeuaroniuecs aHturensl (700-e cepun);

4) qacro BcTpeyvaronuecs anturedsl (901-e cepun).

K} cucremam rpynmel kpoBu oTHocsaTcs: cuctema ABO, Kemn,
Jlesuc, Haddu, pesyc-cucrema u npyrue. Kosekius comep>KUT aHTUTE-
HBI, KOTOpPbIE HE OTBEYAIOT KPUTEPHUSIM [JIs1 (HOPMUPOBAHUS CHUCTEMBI
rpynnsl KpoBU. M3BecTHO 5 KoJuieknuil, coaepkammx 11 aHTUreHOB.
OpUTPOLIUTAPHBIE AHTUTECHBI, KOTOPHIE HE MPUHAJJIEKAT K CUCTEMaM WJIU
KOJUIEKIUSIM TPYIIbl KPOBU, COPTUPYIOTCS HA JIBE CEPUM: €CIIU OHU PEIKU
(uactora meHee 1%), onn HaxoxasTcs B 700-i cepuu, €Clii OHM SIBJISIFOTCS
obmumu (dactota Beime 90%), onn nomemiatorest B 901 cepun.

3aKOHOMEPHOCTU HACJIEJAOBAHUS TO3BOJISIOT OOBEIUHUTD W3BECTHBIC



TPYIIBI KPOBU B 25 TEHETHUYECKU UCKPETHBIX cUCTeM. bykBwl andaBura
UCTIOJIB3YIOT JJIsi 0003HaueHus: aHTureHoB cucteMbl ABO u pesyc (C, [,
E). HoBbie aHTHTE€HBI HAa3BIBAIKCH TI0 UMEHHU MEPBOT0 00Ia1aTelss aHTUTEI
K Hem3sBecTHOMy panee antureny: Jlesuc (Le?, Le°, Le®, Le%), Cuuanna
(Sct, Sc?, Sc®), Haddu (Fy?, Fy"), Hom6pox (D°), Korron (Co® Co”,
Co%), Tepbux (Ge), Kpomep (Crom), Krormc (Kn), Juero (Di?, Di®), Kexn
(K, k, Kp®, Kp®, Js* Js°) u mpyrue. KopoTkuii cUMBOJI — HepBble GYKBEI
nosiHoro Ha3zBanms: Rh, Le (Lewis), Lu (Lutheran) m mpyrue. /{1 060-
sHaueHusi cuctembl Kidd B3sTel mHummaner pedenka Ik (Iohn Kidd)j po-
JUBIIIETOCS C TEMOJINTHYECKOW aHeMHUeH K Hen3BecTHOMY aHTureHy Kidd
Ha €r0 SPUTPOLUTAX. Psia CUCTEM M aHTUTEHOB MMEHOBAaHBI TeQrpadude-
CKUMH Ha3BaHUSIMU T€X MECT, TJI¢ BIEpPBbIC ObUTH OOHapy;kcHB: WHauan
(In), bombeit. Auturen S cucteMbl MNS — ot Sidney._ CoBpemenHas
HOMEHKJIaTypa aHTUTEHOB BKIIIOYACT MCTOPHUYCCKHUE, HA3BaHUSA W ITUPPO-
Bble 0003HAYEHUS ISl aBTOMAaTU3UPOBAHHOTO CUMTHIBaHUsA. [louTn Bce u3-
BECTHBIE AHTUTCHBI W3 JTUAUICIBHBIX IMPEBPATHINCH B TOJHAIIJICIBHBIC,
HACYUTHIBAIOIINE JECATKH aHTUTEHOB. bblin QOHAPY)EHBI ClTadble U PEIKO
BCTPEUAIOIIMECs] aHTUTEHBI, OTHOcsImuecss 9cobeHHo k cucteme ABO u
Rh: Ay, Az, Ax, Ay, Am, Acl, Aend, B3, By, B, i, Cu, Cy, Ey 1 apyrue.
AHTUTEHBI MHOTUX SpuUTponuTapHbix cuctem (ABO, Rh, P, Levis)
AKCIIPECCUPOBAHbI HE TOJHKO HAa MEMOpaHE 3PUTPOILIMTOB, HO U HA MEM-
OpaHax KJIETOK IMPaKTUYECKH BCeX TKaHEH OopraHu3Ma YeloBeKa, a TaKkKe
OTIPENIETSAIOTCS B OMOTOTHYECKUX JKUAKOCTSIX, YTO MCIIOIB3YETCS B Cy1e0-
HO-MEIUIIMHCKOHN TIPaKTUKe IS UASHTHOHUKAIIMNA TUIHOCTH.

2. Cuctema rpynn kposu ABO

Cucremy anturenoB ABO cocTaBisitoT 1Ba antureHa: A u B, korto-
pbIe, KpOME IPUTPOIIUTOB, UMEIOTCS B JICHKOLIMTAaX, TPOMOOIIUTAX, TKAHeE-
BBIX KJIETKaxX'u Iu1azMme. K 3Toil aHTUTeHHOM CUCTEME OTHOCSTCS JIBA €CTe-
CTBCHHBIX aHTUTENA — arrIlOTUHUHBL o (aHTU-A) u [ (aHTu-B). Arrmo-
TUHHUH ) COCIUHSIETCS TOJBKO C aHTUTE€HOM A, a arritOTUHHH [3 — TOJIBKO
¢ auturenoMm B. I'eHeTnuecku BO3MOKHBI 6 KOMOWHAIIMNA aJUIEIbHBIX aH-
tureHoB — 00, A0, AA, BO, BB, AB. Tak kak reTepo- 1 TOMO3UTOTHBIEC Ba-
pranTbl couetanuii antureHoB (AO u AA, BO u BB) BxoasT B onHy rpyn-
1y, (eHOTHUIHNYECKH BBIIENSAIOT YeThIpe OCHOBHBIE TPyMIbl KpoBU: Ogg(l)
— nepBast, Ag(ll) — BTopas, Ba(Ill) — tpersst u ABo(IV) — uerBepras. B
Hamei ctpaHe W B OOJBIIMHCTBE IPYTHMX CTPaH MNPUHITO OyKBEHHO-
udposoe o6o3nauenue rpymnn kposu: O(I), A(II), B(III), AB(IV).

AHtured O sABISIETCA CaMOCTOSITENIbLHBIM CJIA0bIM aHTUTeHOM. OH
BBISIBIISIETCS. TOJIBKO CIELHATbHBIMU CHIBOPOTKAMHU M TMPAKTUYECKOE €ro
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AHTHUTEH A TIpeJCTaBIECH HECKOJIBKUMU Pa3HOBUIHOCTSIMU OT A 0
A4, KOTOPBIE BCTPEYAIOTCA C HEOJWHAKOBOW YACTOTOM Y JIMI, UMEIOLINX
KpoBb Tpynmbl A. A6comtoTHoe ynciowiroaeit Il rpynmer kpoBu UMErOT
antured A; (mpumepHo y 88%), pexke BcTpeuaercs aHTureH A, (10 12%).
AHTHUTEHBI A; U A OTJIMYAIOTCS-IIO CBOEU CITIOCOOHOCTH BCTYIATh B pEaK-
LU0 arrjIlOTUHALMU C OJHOUMEHHBIMU MOHOKJIOHAJIbHBIMH aHTUTEIAMU.
OPUTPOLUTHI MOATPYIIHI Ay JTAIOT KPYIHO3EPHUCTYIO U OBICTPO TMPOSIB-
JAIOLIYIOCS arrJII0TUHALUNIY, HACTYIAIOIIYIO Yepe3 3-5 CEeKyHI. DPUTPOLIU-
Thl TOATPYNIIBI Ay JIAXOT MEJIKO3EPHUCTYIO arrilOTUHAIUIO, MPOSBIISIO-
IIYHOCA K KOHILY 3 MUHYTBI. DTO UMEET MPAKTUYECKOE 3HAYEHUE, TAK YTO-
Obl HE JONMYCTUTH OIIMOKY NP OINPENENECHUH TPYNIbl KPOBU [BMECTO
A(Il) u AB(IV)™moxuo onpenenuts O(I) unmu B(IID)], yuer peaknuu ar-
TJIIOTUHALIMK, CIIEAYET OCYILECTBIISITh HE PAHEE YeM uepe3 3 MUHYTHI, BBU-
ny 0ofige, MO3AHEr0 MOSIBJIICHUS arrjIlOTUHALIMM C SPUTPOIUTAMHU, COJIEP-
KaMMI ciadble pa3HOBUIHOCTH aHTUTEHA A.

Nmerorest cooO1ieHusi 0 HEOTHOPOJAHOCTH aHTUreHa B u Hamuuuu
€ro pa3lInuHbIX BapuaHTOB. [Ipu mepenrBaHuM KpOBU BAPUAHTHI aHTUT€HA
B mpaktuueckoro 3HaueHHS HE MUMEIOT, OHM YYWUTBHIBAIOTCSA B CYJEOHOM
MEJIUIINHE.

[Ipy mepenuBaHUM KPOBH, 3PUTPOMACCHl PYKOBOJCTBYIOTCSI MPHH-
LUIIOM MEPENMBAHUS TOJIBKO OJHOTPYNIHOM KpoBU. OIHAKO B HCKIIOYH-
TEJILHOW CUTYallMM, KOTJa peub HACT O COXPAHEHUM >KU3HHU OOJBHOTIO,
BO3MO’KHO NEPEIMBAHNE UHOTPYIITHOW KPOBH. UEIOBEK C MEPBOM IPyNHIon



KPOBHM cuuTaeTcs yHHUBepcadbHbIM goHOopoM. O(l) Rh-oTpunarenbHbie
APUTPOIUTCOAECPKAIINE KOMIOHEHTHI MOKHO BJIIMBAThH I10 )KU3HEHHBIM I10-
Ka3aHUSAM B SKCTPEHHOM CUTyalluu perumnueHTam ¢ rpymmoi kposu A(ll)
wi B(lll), ecnmu HeT ogHOTpYNMHONW KPOBU WM 3PUTPOIUTCOACPIKAITUX
KOMITOHEHTOB. B 3KCTpEHHBIX CllydasX MpU HEBO3MOXKHOCTH OIpeEEICHUS
TPYIIB KPOBU TIO JKM3HEHHBIM MOKAa3aHUSAM PEIMITHUEHTY MOXKHO TEpeu-
BaTh d3puTporuTcoaepx amme KoMmrnoHeHThl O(l) IpYIIBl  pe3yc-
oTpunateabubie He Oosiee 500 M HE3aBUCHUMO OT TPYNIIOBOM U pe3yc-
MPUHAJIC)KHOCTH PEITUTTUEHTA.

Panee peuunuentsl AB(IV) rpynmbl KpoBU CUUTANHCh. YHUBEP-
CaJIbHBIMU PEIUIIMEHTAMU U B SKCTPEHHOUW CUTyallud UM MOKHO, _OBLIO Iie-
pemuBath noHopckyro kpoBb O(l), A(ll) u B(lll) rpynm.-B “mactosmee
Bpems peuunuentam AB(IV) rpynmbl o KW3HEHHBIM MOKA3aHUSIM MOTYT
OBITh TIEPENUTHI PE3YyC-OTPULIATEIbHBIE PUTPOLUTCOACPKAIINE KOMIIO-
HeHThl B(l11) nnu, ecnu HEeT BpeMeHu [uisl OonpeAeICHUs TPYIIbI KPOBH 110~
crpagasiero, O(l) rpynmel pe3yc-oTpuiiatenbHbie, [lepenuBanre KpoBu
YHUBEPCAIBHOTO JOHOPA OCYIIECTBISECTCS TOMBKO KareJlbHO, YTOOBI ar-
TJIFOTUHUHBI Pa3BOJAWINCH B KPOBU PEIUITUCHTA:

B cutyanum, korjga umeeTcs OJHOTRPYHITHAsT KpOBb, HO €€ HeJ0CTa-
TOYHO, CHavaJla MEePEeNBACTCS] OJHOTPYHITHAS KPOBb, a 3aT€M KPOBb YHHU-
BEpCAIBHOTO JOHOPA.

NHOrpynmnHy KpOBb BBOAST TOJIBKO JUIsl BOCIIOJHEHUSI KPOBOMOTE-
pu B oObeme He Oosnee 500 M. DTO COOTBETCTBYET MNPAMOMY NPABUILY
Ommenbepea: pyU NMEPEIUBAHNN HEOONIBIINX 103 KpoBU (110 500 Mi1) y4uu-
THIBAIOTCS arrJIFOTUHOI'@HBIMIEPEIMBAEMON KPOBH, T. K. IMEHHO OHH I10/I-
BEprarorcsl arrimoTuHanuu. Tak, nepenuBast kpoBb O(l) rpymnmbsl nanues-
tam A(Il), B(lIl)uw/AB(1V) rpynn, Mbl HE BBOJUM arritOTUHOTEHBI, U pe-
aKIUs arrIlTUHANWK HE pa3BuBaeTcs. MMeroniuecs B mia3Me U TKaHEBBIX
wuakoctsx man ¢ rpynnoit kposu A(ll), B(lll) u AB(IV) Bomopacteopu-
MbI€ aHTUTCHBI A U B CBSI3BIBAIOT BIMBAEMbIE €CTECTBEHHbBIC arrIFOTUHU-
HBI 0. ‘WP YHHBEPCAIBHOTO JOHOPA, CHUKAIOT UX TUTP U TEM CaMbIM Tpe-
NATCTBYIOT T€MOJIM3Y IPUTPOILIMTOB PEIIUITUEHTA.

ITIpu nepenuBanuuM OOJBIIMX /103 KPOBU YUHUTHIBAIOTCS BIIMBAEMbIC
aITJIIOTUHOTCHBI U arTJIIOTUHUHBI (0Opamnoe npasuio Ommenbepea), T.
K. KOJIMYECTBO arrIlOTUHUHOB 0 U [ OylIeT TOCTaTOYHBIM HE TOJIBKO AJIA
CBSI3bIBAHUSI BOJOPACTBOPUMBIX aHTUT€HOB A, B, HO U /ISl arraloTUHAIIUA
COOCTBEHHBIX IPUTPOIUTOB O0bHOTO A, B, m AB.

VY HEKOTOpPBIX JIIOACH HapsiAy ¢ €CTECTBEHHBIMU ArrIIOTUHUHAMU O
U [3 00HApYKUBAIOTCA UMMYHHBIC aHTUTENA aHTU-A WM aHTU-B, KoTopbie
HE WHAKTUBUPYIOTCA PACTBOPUMBIMU aHTHUTeHaMu A u B u B3aumoneit-



CTBYIOT TOJBKO C 3PUTPOLUTAPHBIMUA aHTUT€HAMU. Yale BCero OHu BBISIB-
nsitores y moaed rpynnbsl O(I), 3HAUUTENbHO peke — Y JII0JAEW TPyNIb
A(IT) wnu B(IIT) B pe3ynapTare UMMYHHU3AIUUA YYKEPOJAHBIMU JIsI HUX aH-
TureHaMu B wim A. YHUBEpcaldbHBI [IOHOP, UMMYHU3UPOBAHHBIA IO
SPUTPOLUTAPHBIM AHTUTECHAM, UM UMEIOIIUKA BPOKICHHBIN BEICOKAU TUTP
€CTECTBEHHBIX arTJIIOTUHUHOB, CYUTAETCS] OMACHBIM YHUBEPCAJIbHBIM J10-
HOPOM, U NEPEIMBAHUE TAKOW KPOBHU BBI3BIBAET TI'E€MOJIU3 3PUTPOLUTOB
peuunuenTa. llpu nepenuBanuu B3pociomy peuunueHty 500 mia Takou
KPOBU 3TOT T€MOJHU3 HE JAET T€MOJUTHUYECKOTO IIOKa, MPU TpaHey3un
0OJIBIIIETO KOJWYECTBA TaKasi BO3MOXKHOCTh BIIOJIHE peajibHa.

Becbma penko oOHapyKHMBAlOTCS TaKk Ha3biBaeMble e(hEKTUBHBIC
TPYIIBI KPOBU, KOT/Ia OOBIYHBIMH METOJAMH HE BBISBIISETCS KaKOM-I100
u3 ecrecTBeHHBIX arrmoTHHUHOB (B0, A0, Oa, OB, O00) u BO3HUKAIOT 3a-
TPYJHEHUS B ONPEICIICHUH TPYIIIBI KPOBU MEPEKPECTHBIM, CIIOCOOOM.

Emie Gonee penkoii sBisieTcs KpoBb TUIa «boMO€i», BEpBbIe OIMU-
caHHas y ojHOTO U3 xuteneit bomOes. (B Hacrosiliee Bpemsi pacipocTpa-
HEHHE TaKOW pa3HOBUIHOCTH KpOBHU 3adukcupoBaHo B Cpenneit Asun). B
ATOM CJIy4ae B 3pUTPOIMTaX OTCYTCTBYIOTAHTHreHbl A, B u O (MCTUHHBIN
«HOJIbY»), @ B CBIBOPOTKAX UMEIOTCS arCIKTUHUHEI o, B 1 anTu-0. Penunu-
€HTaM C TaKOW TpyMNIoi mepeanuBarT ToJbLK0 KpoBb TUNa «bombeit», Tak
KaK 3pUTPOIUTHI YHUBEPCAIBLHOTQ JOHOpa OyIyT pa3pyliaThCs aHTUTEIA-
Mu aHTU-O. 3anackl Tako KPOBM-€CTh B M e TyHapOAHOM OaHKE KPOBHU.

NHorma B opraHu3mMe 4ea0BEeKa OJHOBPEMEHHO HAXOASATCS 3PUTPO-
IIUTHI, TpuHaIexKanme JsyM penotunmam ABO — KpoBsiHbIE XUMEPHI.
Jnst  UCTUHHOTO (BPOKJIGHHOT0) KPOBSHOIO XHUMEpPHU3Ma  XapaKTEPHO
HaJIMYUE B OPraHU3ME JABYX F'€HETUUYECKH OTINYAIOIIMXCS KIETOYHBIX I0-
NyJISUUA KPOBETBOPHBIX KIIETOK. B €CTECTBEHHBIX YCIOBHUSX KPOBSIHOM
XUMEpHU3M ObIBaeT y OJM3HEIOB, KOTOPHIE HACIEIYIOT OT POJUTENICH pas-
HbIE TPYNIBI'KPOBU, HO OPTaHU3M OCTA€TCsl TOJEPAHTHBIM K KJIETKAaM, BbI-
pabaThIBAOIUM aHTUTE€HBI IPYTOU TPYNITbI KPOBHU.

Jloxnplii (BpeMEHHBIN, MPUOOPETCHHBIN) KPOBSHON XUMEPU3M MO-
*KeT HAOMI0NaThCsl MPU TPAHCIUIAHTAIMU AJUIOT€HHOTO KOCTHOTO MO3ra,
WK, IIpY NepesiMBaHuU 00JILHOMY KPOBH UJIM SPUTPOIIUTOB YHUBEPCAIBHO-
r0 1oHOpa. B TpaHcdy3monoruu CymecTByeT MpaBujo: JTro0as «HecTaH-
JapTHAas» KPOBb JIOHOPA JIJIsl TeMOoTpaHcy3uu HempuroHa!

3. Cucrema rpynn kpoBu Pesyc-dakrop (Rh)

ArrmotuHorenHas cucteMa pesyc (Rh-Hr) umeer 88 aHTUreHOB ¢ MX
BapUaHTaMU, COCTABJSIONIMMHU NONHaUIeNbHYI0 cucteMy. [locie aHTure-
HOB ABO onm umerotr HanbosbIiee 3Ha4eHre ISl KITMHUYECKOU MPaKTHKHU.




B Tpancdy3uonorun Haubosbiee KIMHUIECKOE 3HaUYEeHHE UMEIOT 6 aHTH-
reHoB. [l ux o0o3HaueHus: UCNONB3YIOT IBE€ HOMEHKIATyphl. [lo HOMeH-
kinatype Wienera, npemioxeHHoi B 1942 1., aHTUTEHBI pe3yc 0003HaAYa-
fotcs cumBostamu: Rhy, Rh', Rh", Rh,", Hr', Hr".

Jlpyrasi HOMeHKJIaTypa, mnpemioxkenHas B 1944 r. Fischer u R.
Race, ncrons3yer 6ykseHHble 0603Hayenus: D, C, E, C", ¢, e. AHTurensl
pe3yc, Kak U Apyrue rpyrmoBbie NPU3HAKKA KPOBHU YEIOBEKA, HACIETYIOTCS
OT POJUTENEH U B TEUEHUE KU3HU HE U3MEHSAIOTCA. OHU COCTOSIT U3 MO M=
NenTua0B, GOoCHONUNUAOB U TIIMKO-TIPOTEUHOBBIX KOMIUIEKCOB. AHTUIC-
HBbl pe3yC HaxXoAsTCs B MeMOpaHe SPUTPOLMTOB U OMpPEACIIAIOTCI TpeMs
CUEIUIEHHBIMH JIOKYCAMH I'€HOB, PACIIOJIOKEHHBIMU Ha OJJHOM @YTOCOMHOU
xpomocoMe. [Tapa xpoMocoM KOHTpoIUpYET aienabHble aHFurensl D-d, C-
¢, E-e. Auturensl D, C, E HacneayroTcsi 10 JOMMHAHTHOMY THIY, a aHTH-
Ire€Hbl C U € — IO PEelEeCCUBHOMY. [ €eHOTUIIHYECKH KaxK]1ass 0coOb coaep-
KUT 5 aHTUTCHOB pe3yc. PDEHOTUNTUYECKU UX MOXKET ObITH MEHbIIE — 4 WU
3 aHTUreHa.

HaunGouplield aHTUT€HHOW aKTUBHOCTBIO (MMMYHOTE€HHOCTBIO) U, CO-
OTBETCTBEHHO, Haubojee YacTod NpUUYMHOMU *M30CEPOIOTUUECKUX KOH-
GaukTOB Tpu reMoTpaHchy3usx U OCEPEeMEHHOCTH O00JIalaeT aHTUTEH
D(Rho), MeHbIIeli aHTHTeHHOW aKTUBHOCTHIO oOnamaer antured C(rh'),
c(hr'), eme menbmern - E(rh"), 3atem - e(hr"). AHTUTEeHHAs aKTMBHOCTD
D-daxropa B 100 pa3 Beie, yem-y C-dpakropa. CyniecTBOBaHHE aHTUT€HA
d(Hr0) ve noxazano (3T0 ruMOTeTUYECKU (aKTOp), TaK KaK K HEMY HE TI0-
Jy4e€Ha COOTBETCTBYIOLIAs AHTHCHIBOPOTKA M €ro HAMKMCaHUE O3HAYaeT,
yto (pakTop D otcyrcrByer. @akrop D(Rhg) comepxurcs B sapurpouurax
85% mroaeii. OH HE\OJTHOPOJCH M BKJIFOYACT B CeOS Rh® Rh®, Rh® RhP
(dakTopsl, Os1arofaps KOTOPHIM B PEIKUX CIy4YasiX BO3MOKHO Pa3BUTHE Ie-
MOJIMTHYECKOI OOJIE3HN HOBOPOKIEHHBIX Y PE3yC-TNIOJOKUTEIbHBIX MaTe-
peii. B 1,06145% cnyuaes D(Rhg) BcTpeuaercs B c1abo BHIpAXKEHHOM Te-
HETHYECKU OOYCIIOBJICHHOM BapuaHTe — pasHoBugHoctd Du (D-u),
Dweak.“ETo HU3Kas cmOCOOHOCTH BCTYMAaTh B PEAKIIMIO arrIIOTHHAIINU C
COOTBETCTBYIOIIUM AHTUTEJIOM MOKET MPUBECTH K OIIMOKE MpU Ompeje-
JICHUN pe3yC-PUHAJICKHOCTU. B TO ke BpeMsi antured Du  saBiseTcs
MMMYHOTE€HHBIM JIJIS1 PE€3yC-OTPULIATEIbHBIX JIULI.

[lepenuBanue perumnueHntam, cojep:xkamum Du dakrop, spuTpoiu-
ToB D(Rh0) MokeT nmpuBoauTh K ceHcubOmnu3anuu no D-antureny. B cBsi-
31 C OTUM JOHOp, Hocutenb (akropa Du, cuuraerca pesyc-
MOJIOKUTEIbHBIM, & PELUITUEHT —PE3yC-OTPULIATEIbHBIM.

Anturen C(rh') Bctpeuaercs y 70% nrogeil 1 ©MeeT HECKOJbKO Ba-
puantos (CV, C*), koTopble OMpenemnsIoTes 3HAYNTENBHO peke. YacToTa



dakropa c(hr') cocrasmster okono 80%, dakropa C" — 2%. Oxnako y C-
MOJIOKUTEJNIBHBIX JIUI] MOTYT 35 BbIpa0aThIBATHCS aHTH CWV-anrurena. Ouu
BO3HHKAIOT TpH OCPEMEHHOCTH W TPH TpaHCHY3UIX KPOBH, MOTYT CIY-
KUTh MPUYNHON TEMOJUTHYECKON OO0JIE3HW HOBOPOXKACHHBIX U TpaHChy-
3UOHHBIX PEAKLUN.

Yacrora anturena E(rh") coctaBnser okomno 30%, a e(hr") ¢pakropa —
97%.

[Ipu remMoTpaHchy3UsSIX MOJB3YIOTCS BEChbMa YIPOIICHHBIM U yCJIQB-
HBIM JIeJICHHEeM JTOHOPOB U PEIMIUEHTOB HAa TPYMIBI KPOBHU MO CHCTEME
pe3yc, KOTOPOE MO3BOJSIET ¢ MUHUMAJIBHBIM PHCKOM OCIIOKHEHUI QCyIIIe-
CTBUTH MepenuBanue KpoBu. Korma peusr uaeT o penumueHTax, Mpeke
BCEro, CIEAYeT Y4EeCTh, UTO Yallleé BBHI3BIBACT UMMYHHU3AIMIOTIPH T€MOT-
pancdy3usax anturen D(Rhg), mosTomy npu nepeamBaHUR, KPOBHU HEOOXO-
JTUMO TIPEAYIIPEANTH BBEACHUE ATOTO AaHTUTEHA C KPOBBIO JIOHOPA PEIIHITH-
€HTy, Y KoToporo anturena D HeT. B cBA3u ¢ 3TUM.Cpean pELUITUEHTOB
MO>KHO BBIICJIUTh ABE TPYIMIbl KPOBU: pe3yc-HoiexuTenbHyo (Rht), k
KOTOPOW OTHOCHUTCS KPOBB BCEX JIHI], UMECIOUIUX, B SPUTPOIMTAX AHTUTCH
D (ynpomenno: DCE, DCe, DcE, Dce), npe3yc-orpuniarenbayio (Rh-), x
KOTOPOW OTHOCHTCS KpOBb BCEX JIHII, HE\UMEIMNUX aHtureHa D (ympo-
menno dCE, dCe, dcE, dce).

[Ipy TakoM paszmeneHud “Ha TPYyNNbl, TMepeauBas pe3yc-
MOJIOKUTEIBHYIO KPOBh PEIUIIMEHTAM C PE3yC-TIOJI0KUTEILHON KPOBBIO, a
pPE3yC-OTPULIATENILHYIO KPOBB % — PELUMIHEHTaM C Pe3yC-OTpHUIATEIbHOMI
KPOBBIO, MOKHO TIPEIYNPEINATh MMMYHHU3AIMIO M0 aHTUreHy D u u3be-
KaTh BO3MOKHOCTH TSDKEIBIX TTOCTTPAHC(PY3HNOHHBIX OCIIOKHEHUH.

Ecnu y moHOPOB ‘onpenensith pe3yc-MpUHAICKHOCTh 10 TOMY K€
NPUHITUITY, YTO WY PEIUIIUEHTOB, TO pPE3yC-OTpHUIATEIbHAS JTOHOPCKAs
KpoBb OT 2-3% HOHOPOB OyJIeT CoAepKaTh B APUTpOIUTAX aHTUreHbl C
wi E, u BO3MOKHAa UMMyHU3aIus 1o 3TuM pakrtopam. B cBs3u ¢ 3TUM K
rpynme “I0HOPOB C Pe3yC-OTPHUIATEIPHOW KPOBBIO JIOJDKHBI OTHOCUTBCS
TOJIBKO < T€ JIMIA, B DJPUTOIUTAX KOTOPHIX HET JAOMHHAHTHBIX pe3yc-
antureHoB D, C, E (B ynpouieHHOM BapuaHTe TOJIbKO KoMOuHanus dce).
JIOHOpBI Ke, B OpUTPONMTAX KOTOPBIX CTAHIAPTHBIMH CBIBOPOTKAMHU 00-
HapykuBatoTcsa aHTureHsl D, C unu E, 10MKHBI OBITh OTHECEHBI B TPYIIITY
pesyc-nonoxutenbHbix (ynpomeHHo: DCE, DCe, DcE, Dce, dCE, dCe,
dcE). Ilocnennue Tpu rpynmbl JOHOPOB, B PUTPOIUTAX KOTOPHIX HAXO-
nsatcs anturensl C win E, MOTYT OBITh BBIACNECHBI B OTIEILHYIO TPYIIY,
TaK KakK JIMIO, B 3PUTPOIUTAX KOTOPOTO OOHapyXKUBalOTCs aHTUreHbl C
wi E, Oynydn 1oHOpOM, OTHOCHUTCS K TPYIIE Pe3yC-TOJI0KUTEIHHOM, HO,
OyIy4d peHUIUEHTOM, TOJDKEH CUYUTATHCS PEe3yc-OTpHUIlaTeIbHBIM (MO0 HE



nMeeT antureHa D).

HekoTtopbie 00pa3iibl KpOBH 4YEJIOBEKAa HE MOKA3bIBAIOT IOJIOKHU-
TEJIbHBIX PE3YJIbTATOB HU C OJHOW CHIBOPOTKOW MPOTUB AHTUTCHOB CUCTE-
MBI pe3yc. ITu o0pasiibl 3pUTpoUTOB 0003HavyatoT Rhnull. putpouuTs
Rhnull nanmomuHuarot oOpazen kpoBu Tuna «bomOei», JMIIEHHBIH BceX
aHTureHoB cucreMbl ABQO. Takue nuiia MOryT HOPMJIBHO NepeaaBaTh Je-
TSM aHTUTE€HBI CUCTEMbI pe3yc, caMi (DEHOTHUITUYECKH HE MPOSBISAS ITUX
MPU3HAKOB.

Bri6op kpoBu mis nepenuBanus mo Rh-Hr cucreme ocyrmeetsis-
€TCs M0 €IMHOMY IPHUHIUIY: KPOBb JOKHA OBITh OJHOMMEHHOU IO pe-
3yC-IPUHAIICKHOCTH. JIUIIb pe3yc-MOJIOKUTEILHBIM HOBOPQKICHHBIM C
TEMOJIMTHYECKON OO0JIe3HBIO TIOKa3aHO BBEACHUE PE3yC-OTPHUMATEIBLHBIX
SPUTPOLIUTOB.

Jlumepamypa:
1. IlleBuyenko, B.A. I'eneruka yenoseka / B.A. Illesuenko, H.A. Tomopuu-
Ha, H.C. CtBonuHCKas. — M.: Baanoc, 2004. — 240 c.
2. ®orenp, ®@. I'eneruka 4venoBeka / @. dorenp, A. Moryabcku. — M.:
Mup, 1989. - T. 1. - 312 c.
3. Kypnaes, ILI1. Onpenenenue rpymmxposu / IL.I1. Kypmaes, B.K. Ecu-
noB. — Openoypr, 2016. — 86¢.



JIEKIINA 8. ITIP-AHAJIN3 YEJIOBEKA U )KUBOTHbBIX

1. ITonumepasHas 1ernHas peaxius
2. T111P-ananmn3 Kak METO]T BBISIBJICHUS MyTaIlui

1. [loimuMepa3Has LeNnHAsA peaKIus

W300perenne monmumMepasnoi 1enHoi peakiuu (ITL[P) (Polymerase
Chain Reaction — PCR) K.Mromcom (K.Mullis) 1 ero corpyaHukaMu, ‘B
1985 rony peBOMIONMOHU3UPOBAIO MOJIEKYISIPHYIO OHOJIOTHIO M ‘T€H-
HYIO UHXKEHEPHUIO.

llonumepasnas yennas peaxkyus — 3TO METOJI 1n Vitro, UCHOJIb3yEMbIH
JUISL TOTO, YTOOBI (pePMEHTATUBHO aMITU(UIIMPOBATH (YMHOKHTH) CIICIIH-
dbuueckuit yuactok JJHK, pacronoxxennslit Mexxay asymsa yuactkamu JJHK
C U3BECTHOM IMOCIIENOBATEIBHOCThIO. B TO Bpems, Kkak MOpexae MOKHO
OBLJIO TOJYYUTh TOJIBKO MUHUMAJIbHBIEC KOJMYECTBA\.CHEIIU(PUIECKOTO Te-
Ha, Ternepb ¢ ucnoib3zoBanueM [P nmaxe enuHnyHas KONUA MOXKET
ObITh aMIUIM(UIIMPOBAHA JIO MUJUIMOHA KOHUM\, 32 HECKOJIBKO YacoB.

Meton IIIIP ocHoBan Ha Mmexanuzme perumkanuu JHK in vivo:
neyxuenodeynas JIHK (ds/IHK) packpyauBaeTcss 10 OJHOIEIIOYEYHBIX
JHK (ss/IHK), nynnuuupyercs ¥ CHOBA 3aKpy4HMBAETCS. JTa METOJUKA
COCTOMUT M3 MOBTOPsIOMUXCs MUKI0B(puc. 11.1):

» Jlenarypanus (rnasnense) /JJHK myrem niaBneHus: npu MOBBIIICH-
HOU TemIieparype s npeppamenus apyxuenodeynon JHK B onHoneno-
yeynyro JIHK

* Omxur (rudpuAn3aiys) 1ByX OJUTOHYKJICOTHIOB, UCIIOIb3YEMbIX B
KadecTBe mpanmepoB, s nenesou JJHK

* Vanuuenue dienu JIHK, naunnas oT mpaitmepoB, mytem ao0aB-
JEeHUs HYKIeOTUHOB ¢ ucnosb3oBanueM JIHK nmonmmepassl B kauecTBe
KATAIN3aTOPA M B IPHCYTCTBHE HOHOB Mg”".

Konempyupoeanue npaiimepos

OnHMM W3 TJABHBIX ATanoB mnpu nposeaeHuu [P saBnsiercss koH-
CTpyupoBaHue npaitmepoB. YToObl mog00paTh WHAWBUAYAJIbHBIE BUIOCIIC-
npuduaHbIe TpaiiMepsl HEOOXOAMMO YYECTh Psifi TMEPEMEHHBIX: JJITMHA
npaiimepa, Temmneparypa miasienus (Tm), cnenupuyHOCTh, KOMIUIEMEH-
TapHas MOCJeA0BaTeILHOCTh TpaiiMepa, G/C colepaHue W MOJHUIUPU-
muuHoBbIe (T, C) mnm nonunypunoBbie (A, G) TPOTSKEHHBIE YYACTKU
(CocTaB HyKJIETHIOB B mpaiimMepe OJbKeH ObITh Mexay 45% u 55% co-
nepxxanueMm GC), 3°-KoHIIEBas MOCAEA0BATEILHOCTD.
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Pucynoxk 11.1 — Sransr IIIP
Jlnuna npatimepa
[TockonbKy crienuUIHOCTh, TEMIIEPATYPA U BPpEMsI OTKUTA YACTUYHO
3aBUCST OT JUTMHBI TIpaiiMepa, STOT MapaMeTp SBISIETCS KPUTUUECKUM JIst
ycnemHoro ocymectsieHus IIIP. B nmenom, onuMronykieoTnasl JIUHOU



or 18 1mo 24 ocHOBaHMI SBISIOTCS OCOOEHHO IIOCJIEA0BATEILHOCTE-
crielu(pUUHBIMU, TPU TOM, YTO TEMIIEpaTypa OTXKUTa ONTUMAJIbHA.

JlnnHa mpaiiMepa Takke MpONopIuoHaIbHA 3P (HEKTUBHOCTH OTXKUTA.
Ecnu MeHblllee KONMMYECTBO MATPHUIl HA KaXKIOW cTaauu oOecreueHo
npaliMepaMu, 3TO MOXET MPUBECTU K 3HAYUTEIILHOMY CHIDKEHHUIO BBIXOJ1A
aMIIMUIUPOBAHHOTO TIpoaykTa. [IpaiimMepsl, oHaKo, HE MOKHBI OBITH
CJIMILIKOM KOPOTKHMHM, €CJIM 3TO TOJIbKO CIIEIMAIbHO HE TpeOyeTcs aJis
ocoboro npumeHenus. Kak OyneTr o0CyxnaTbcs HUXKE, HAJIO CTAaBUThH 11€JTh
CKOHCTPYUPOBATh IpaiMep C TEMIEPATypOr OTKHUTA MO KpaHEH- MEpe
50°C.

OTHOLIEHHE MEXAY TEeMIEpaTypoll OTXKUra U TeMIepaTypou miasie-
HUS SIBJISICTCS] OTHUM U3 «4depHbIX sukoBy» [ILP. Oo6mee-~mpakrudeckoe
paBUJIO 3aKIIOYAETCs] B TOM, YTOOBI UCIOJIB30BATH TEMIEPATYPy OTKU-
ra, koropasa Ha 5°C HMXe, 4eM TeMIepaTrypa riasicHus. Hacto rtemmepa-
Typa OTXXHUIa, ONpeaeNieHHas TaKuM oO0pa3oM, He. OKa3bIBAECTCS OMNTH-
MaJbHOU, U TpeOyeTcs MPOBEICHHUE CHEIUAIbHBIX SKCIEPUMEHTOB JJIs
ONPE/ICIICHUS] ONTUMAIIBHON TeMIepaTypbl OMAUPUYECKUM NyTEM. ITO
HamOoJiee JIErKO BBIMIOJHUTH, UCTIONB3YSL CPAAUECHTHBIA TepMOoaMILTUudu-
KaTop.

Temnepamypa naaenenus (Tm)

BaxHO MOMHUTB, YTO CYIIECTBYIOT JBa MpaiiMepa, KOTOphIe 100aB-
aaoT B I[P peaknuro, OpueHTHMpPOBAHHYIO HA KOHKPETHBIM CalT, WU
[[EJIEBYIO MOCJIEeI0BATEeIbHOCTE, O0a ONMTrOHYKICOTHAHBIX Mpaiimepa clie-
yeT KOHCTPYHUPOBATh_TaKWM, 00pa3oM, 4TOObI OHUW HMEIU OJWHAKOBYIO
TEeMIIepaTypy IUiaBlieHns, Eciau npaiiMepbl HE COBMNAJAlOT B OTHOIICHUU
Tm, amnnuduxanusg, Oyner menee >(p(HEKTUBHON, WM MOXXET BOBCE HE
cpaboraTh, Tak Kak IpaiiMep ¢ Oosee BbicOKOM Tm OyneT HenmpaBUILHO
paboTaTh npu OoJlee HU3KOM Temneparype, a npaitmep ¢ 0onee Hu3koil Tm
MOXXET HE‘padoTarh mpu Oojiee BHICOKON Temmeparype. Temmeparypa
MJIABJICHUS] QJIMTOHYKJICOTH/IOB HauWOoJiee TOYHO PACCUUTHIBACTCA C HC-
MOJIb30BAHNEM HAMOO0JIee MOAXOMSIIINX TEPMOJIUHAMUYECKUX PACUETOB MO

hopmyie:
Tmprimer = AH [AS + R In (c/4)] — 273.15°C + 16.6 log 10 [K+]

rae H — ato sHTanenus, u S — sutponus s o0pazoBaHus cnupanu, R
— MOJIIpHAsI Ta30Basi KOHCTAHTA, a C — KOHLIEHTPAaLMsl PaiiMepOB.

Camoe npocToe JUisl UCITOJIHEHUS] — BOCIOJIB30BaThCA IPOrPaMMHBIM
oOecrieueHueM i KOHCTPYUPOBaHUS MpaliMepoB, UMEIOIIUMCS B Mpojia-
xe (Sharrocks, 1994). K cuactbio, J0CTaTOYHO XOpOILIO paboOTaeT Mpu-
ONM3UTENBHBIA pacyeT STOW BEIWYWHBI (B IEJIOM, IPHUTOIHBIA IS OJTH-



TOHYKJIEOTUAOB B mpenenax 18 - 24 ocHOBaHUIA), ¢ UCIIOIB30BAHUEM ClIe-
nyrouien GopmyIs:

Tm=2(A+T) + 4(G+C)

A, T, G, C — mypuHOBbIE ¥ MUPUMUINHOBBIE OCHOBAHUSI.

Tabmuua 11.1 nemoHCTpUpyeT BETUYMHBI, pACCUUTAHHBIC JJIA Mpai-
MEpOB Pa3JIMYHON JJIMHBI, C HCIIOJIb30BAHUEM 3TOTO YpaBHEHUs (M3BECT-
Horo, kak ¢opmyna Yoseca (Wallace), nomyckas, yto conepxkanue GC
cocrasisieT 50% (Suggs et al., 1981).

Taoumua 11.1 — Pacuer quiunbl npaiiMepa ¢ nomoubo ypapuenusi Wallace

OnuHa npaimepa | T,=2(A+T) + 4(G+C) | OnuHa npaimepa | T,52(A+T) + 4(G+C)
4 12°C 22 66°C
6 18°C 24 72°C
8 24°C 26 78°C
10 30°C 28 84°C
12 36°C 30 90°C
14 42°C 32 96°C
16 48°C 34 102°C
18 54°C 36 108°C
20 66°C 38 114°C

Benuuunbl TEeMIlepaTyp, pacCUMTaHHBIE C TIOMOIIBIO IIpaBuUia
Wallace, sBisitoTCs HETOYHBIMM JJI KpallHUX 3HAYEHUM STOWM TaOIMUIIBI.
[Ipu pacuete ‘TeMmeparypsl IUIABICHUS MpaiiMepa, CIeayeT yOeauThes,
YTO TEMIIgPATypa IUIABJIICHUS MPOJYKTa JIOCTaTOYHA HU3KA, YTOOBI TIpU
92°C mpouszenuio ero 100% pacmiaBienue. DTOT HapaMeTp MOMOMKET
rapaHTupoBath Oosiee 3ddextuBnoe nericreue I[P, HO oH He Bcerma
HeoOxoaum s yenemnoro [P, B o6miem, npoayKT B mpeaennax Mexay
100v— 600 mykneotunubix map 3¢HEKTUBHO aMIUIUPUITUPYETCS BO MHO-
X pasHoBuaHOCTAX peakuuu [IL[P. Eciu cymecrByer comuenue, T npo-
IYKTa MOKHO PacCUUTaTh, UCHOJIb3Ys CIECAYIOUIYIO (hOopMyITy:

Tm=81.5+16.6 [K+] + 0.41 (%G+C)-675/anuHa

Cneyuguynocmo
Kak yxe ymoMuHamoch BbIlIEe, CICHUPUIHOCTh MpaMepa, Mo Kpaii-
HEW MEpe 4aCTUYHO, 3aBUCUT OT JUIMHBI IIpaiimepa. OUeBUIHO, YTO CYIIe-



CTBYET ropas3zo OOoJbllle YHHUKAIbHBIX OJMTOHYKIEOTHIOB M3 24 OCHOBa-
HUM, yeM u3 15 ocHoBanmii. Takum oOpa3zom, mpaWMepsl CIEAyeT BBHIOU-
paTh TakK, 4TOObl OHM HUMEJM YHUKAIbHYIO MOCIEI0BATEIbHOCTh, HAXO-
namryrocss BHytpu Marpuunon JIHK, kotopyro npeamnonaraercs amriuiu-
(uUHUpOBaTH.

[Ipaiimep, CKOHCTPYHPOBAHHBIA TaK, YTO OH COJEPKHUT BBICOKO-
MOBTOPSIOIIYIOCS MOCJIEIOBATENBHOCTh, B PE3YJbTAaTE€ JACT pa3Ma3aH*
Hoe mATHO npu amruinpukanuu reHomHoit JJHK. Onnako, TOT ke camblil
npaiMep MOXKET J1aTh U E€AMHUYHYIO T0JIOCY, €CIIH aMIUTUPUIHPYETCS
EAMHUYHBIA KJIOH U3 TeHOMHOUN Ombnmoreku. BenencrBue toros.uto Taq
JIHK- nonrMepasa akTMBHA B IIMPOKOM JIMANA30HE TeMIEpatyp, Y-
HEHUE Tpaiimepa OyJeT MPOMCXOAUTh MpHU 0o0Jiee HU3KUX~TEMIepaTypax
oTxura. Ecim teMrneparypa CIWIIKOM HU3KA, MOXET MPOUCXOJHUTh He-
cnenupuueckoe (PyHKIHOHHPOBAHHUE MpaiiMepa, KOTOPBIM MOXKET pacTu
noJ JIEUCTBUEM IMOJIMMEPA3bl, €CIIM UMEETCA KOPOTKasi roMoJiorust y 3’
KOHIIA.

B uenoMm, temmeparypa miuaBieHuss B 53 72°C nmaer HauydIIue
pe3ynbTaThl (CIEAYEeT OTMETUTD, YTO 3TO OTHOCUTCS K JUIMHE MpaiiMepa B
18 — 24 ocHoBaHuii, pu ucnonb30BaHuu upasuia Wallace).

Komnnemenmapnas nocnedoeamensuocms npatimepa

[Ipatimep cremyeT KOHCTPYMpPOBAaTh TaK, 4TOOBI B HEM aOCOJIFOTHO
OTCYTCTBOBAJIa BHYTPEHHSISI TOMOJIOT S, IPEBBIIAIONIAs 3 HYKJICOTHIHBIC
napel. Eciu mpaiiMep HMMEET TaKOW y4aCTOK CaMO-TOMOJIOTHMH, MOTYT CO-
31aBaThCsl YAaCTUYHO JIBYXICMOYEUHBIE CTPYKTYpbl, THUMNA ‘‘00paTHOro
CXJIONBIBaHUS WM “UIMHIIEK”’, KOTOpble OyAyT MEUaTh OT)KUTY C MAaTpH-
uen. Jlpyrast OTHOCHUTENIbHAS OACHOCTh — 3TO TOMOJIOTHS MEXAY Mpau-
MepaMu. YacTUYHasi TOMOJIOTHSI B IEHTPAJIbHBIX y4YacTKax ABYX Mpai-
MEpPOB MOXKET| MOMeIaTh Tudpuan3zanuu. Eciu roMosorus BCTpedaeTcs
y 3’ KOHIId WII000oro mpaiimMepa, OyJeT MPOUCXOIUTH 00pa3oBaHUE U-
Mepa, KOTOPbIM, yalie Bcero OyneT MpOTHBOAECUCTBOBATH OOpPa30BAHUIO
KEJTAEMOTO MPOJIYKTA MyTEM KOHKYPEHIIUH.

G/C cooeporcanue u noaunupumuounosvie (I, C) unu noaunypu-
toewie (A, G) npomsdicenHble YUaACMKU

CocraB OcHOBaHMI B TpaliMepe NOKEH ObITh Mexay 45% u 55%
conepxanueM GC. [locnegoBaTenbHOCTH MpaiiMepa JA0KHA ObITH BbIOpa-
Ha TakuM 00pa3oM, 4ToObl He ObuTO MONMU-G nian 1onu-C MPOTAKEHHBIX
Y4aCTKOB, KOTOpbIE MOTYT CIOCOOCTBOBAaTh HECHELU(PUUECKOMY OTXKHU-
ry. Ilomu-A u mnonu-T TOPOTSIKEHHBIX YYacCTKOB TOXE CIeAyeT u3oe-
raTh, TaK KakK OHU OYAYT <«JIbIIIATh)» U PACKPbIBATH MPOTSXKEHHBIE y4acT-
KM KOMIUIEKCa MpaiMep-MaTpuiia. IDTO MOXKET CHU3UTH 3((PEKTUBHOCTH



ammmndukanuu. He cremyer momyckaTh Takke 0OO0pa3oBaHUS IOJIUITH-
pumuanHOBBIX (T, C) wmm nomunypuHoBbiX (A, G) OPOTSHKEHHBIX
y4acTkoB. WpeanpHO, mpalMep NOJDKEH COAEpKaTh IMOYTH CIYYaWHYHO
CMeCh HYKJIEOTHIOB, UMeTh coxaepxkanue GC — 50% u gmuny ~ 20 oc-
HOBaHUU. IT0 gact Tm B mpenenax 56° - 62°C.

3 ’-KoHYesas nociedo8amelbHOCHb

XopolIo H3BECTHO, 4TO 3’ KOHIEBash MO3UIUA B IMpaiiMepe st
[IIIP oueHsb cylieCcTBEHHA AJIsI TPEAOTBPAICHUS HENMPABUILHOU paOOThI
npaiimepa. [IpoOiema roMonoruu mnpaimepa, BCTPEHAIOIIECUCS B, 3TUX
ydacTKaxX yXe paccMmaTpuBaiach. Jlpyras mnepeMeHHas, KOTOpPYHO clie-
IYET PaccMOTPETh, 3TO BKItOUeHUEe G minm C OCTaTKOB Ha 3’KOHIE Mpau-
mepa. 1o «GCy» cxJonbIBaHUE MOMOTaeT O00ECIeYUTh MPaBHIIBHOE CBSI-
3bIBaHME Ha 3’ KOHIIE BCIEJCTBUE CYIIECTBOBAaHUS OOJI€E CUIIBHBIX BO-
nopoaHbix cBsizer mexay G u C octaTtkamMu. ITO TaKikKe IMOMOTAET YBEJIH-
9uTh 3(G(HEKTUBHOCTh pEAKIMH MYyTeM MHHUMHU3ALMUU JH000TO «JIbIXa-
HUS» CTPYKTYPBI, KOTOPOE MOXKET MPOUCXOIUTh:

2. IIIP-anaau3 KaK MeTO BBISBJICHUH MYTALMIA

C nomomisto TP u mocneayromiero anexkrpodopesa NpoaykToB am-
MIMGUKAIIY B MMOJUAKPUIAMUTHOM WIH arapo3HOM rejie OOHapyKHBAIOT
MYyTalH, U3MEHSIONME JUIMHY amIuiduiupoBaHubix pparmentos. K Ta-
KUM MYTalAsIM OTHOCSITCS JACJIEIIWNA U UHCEPIIUU.

Jlenennu perucTpupyroT HO pasHUIE B pa3Mepax W 4Yucie aMIuIudu-
UPOHAHHBIX (PParMEeHTOB Ha 3JIEKTpodoperpaMMe HOPMAILHOTO U MY-
tanTHOro o6bpasnoB HAHK.:IIpu orcyrctBumM nenenuii Ha 3nexkTpodope-
(daMMe BBISBISIOTCS\BCE aMIUTM(GUIIUPOBAHHBIE (DparMEHTHI B BUAE COOT-
BETCTBYIOIIUX TOJOC.

HeOonpuiue mo pazmepy Aeiaeuu U UHCEPIIUU JUIIL CIErKa MEHSIOT
pasmepsl ammuduimpoanHeix pparmernToB JJHK. imMenno tak Obuia 00-
Hapy>KeHa B TeHe MYKOBHCIIHI03a Aeyenus Tpex HykiaeotnaoB —AF508.

[IpoTsioKeHHbIE JIEIEHUH B T€HAX, HaXOJSAIINXCS B COCTOSIHUM T'€MHU-
WJIA TOMO3UTOTHOCTH, BBISBJISIIOT MPU JIEKTPOdope3e MPOayKTOB MYJIbTH-
[JIGKCHOM aMIuu(uKaIMu 3K30HOB, HanbOOJee MOIBEPKEHHBIX TaKOW MYy-
tauuu. Eciu B uccnenyemom ob6pasiie JJHK kakue-to 3K30HBI feiaerupo-
BaHbI, TO Ha 3JEKTpodoperpaMMe COOTBETCTBYIOIIUE UM IOJIOCHI OTCYT-
cTBYIOT. Mcnosnib3ysi mepeKphIBalONIMecs y4acTKA T'eHa Jid aMIuiuduka-
MU, MOXHO OLICHUTHh PA3MEpP JEJICLUU U ONPEACIUTh €€ BHYTPUBEHHYIO
JOKAM3alui0. DTOT METOJ NMPUMEHSIOT IJI BBIABICHUS ACIECUUUA B T€HE
IUCTpOoPuHAa.

Jlnst o6HapyKeHUsI MPOTSHKEHHBIX JCICHHM, HAXOAIINUXCS B TETEPO-




3UTOTHOM COCTOSTHUU, MCTOJIB3YIOT MyJbTuIiekcHyo [IP ¢ o6s3atens-
HOM KOJMYECTBEHHON OLEHKOW pe3yJabTaTOB aMIUIMPUKauu (Koiaude-
ctBenHas [IIP). Otor meton ocHoBan Ha ammummdukarnuu kJIHK, momy-
YEeHHOU myTeM oO0paTHOM TpaHCKpuniuu u3 skronudeckoit MPHK wumu u3
MPHK, u30nupoBaHHOW W3 AKCIPECCUPYIOIIMX JTaHHBIM T€H TKAHEH WU
KYyJIbTYp KIETOK mnanueHta. B kauectBe osmronpanmepoB s [P uc-
MOJIB3YIOT TMOCIEAOBATENbHOCTH U3 (PIAHKUPYIOMIMX ACICHUIO 3K30HOB
reda. [Ipu ammmdukanum Oy1yT nojiydeHsl JUllb (parMeHThl My TAHTHOW
Mosekynbsl kJIHK, HeOonpive mo pazMepy BCIEACTBUE OJIM3KOIO, PACHO-
JIO’KEHMSI TPAHUYAILUX C JIeJIeMeld K30HOB. YUacTOK MEXAY (PaaHKupy-
IOIIUMU JICJICIINIO SK30HAaMU B HOpMasibHOU Mosiekyie kJ[HK MoxeT ObITh
CJIMIIIKOM BEJIHK ISl aMIUTM(PUKAITUU TTPU BEIOPAHHBIX YCIOBHSIX:

Ha mpaktuke nposomsar mynptuiviekcHyro I[P ¢ ncnonb3zoBanuem
Habopa OJUTONpaMepoB, 0OECIEUYMBAIOLIECTO aMILTH(HUKAIIUIO (PparMeH-
TOB, MOJIHOCTBIO MepeKpbiBaromnX B MoJiekyny KAHK. Hamnuue nene-
MM PETUCTPUPYIOT MO TMOSBJICHUIO MPOJYKTOB, AMILTU(PUKAIIUN HEOObIU-
HOT'O pa3Mmepa.

BrlsiBieHHe MyTalui, IpeacTaBiIsoMiuXx €000 3aMeHy OJIHOTO WM
HECKOJIBKUX HYKJIEOTHUIOB, ¢ ToMolbo [HIP-anann3a HEBO3MOXKHO: [UIH-
Ha MmyraHTtHoro ¢parmenTta JIHK ocTaetCs mpexHel; HapymaeTcs JIHIIb
KOH(OpMallMOHHAsA CTPYKTYypa, a BMECTE C HEH W HEKOTOphie (PUMKO-
xumuueckue cBorctBa monekyisl JIHK. Jlns oOHapyxeHuss mMyTaunuii B
BUJIE 3aMEH HCIIOJIb3YIOT aHATU3 KOH(POPMAIMOHHOTO MOJUMOpQu3Ma o-
Honenovyeynoit JIHK (SSCP), u meron neHaTypuUpyIOIIEro IrpagueHTHOTO
renb-aiiekrpodope3a (DGCE). Eme 1Ba MeTo/1a BBISBICHUS TOYKOBBIX MY-
Tauuii — rereaymiekcHpid ananus (HA) u xumuuyeckoe pacuierjieHue He-
koMIuieMeHTapHbIx/cainT» (CMC) — ocHOBaHbI Ha BOBHUKHOBEHUU CTPYK-
TYpHBIX HapyIIEHUH B MECTE NETMOJOTUYHOTO CHapUBaHUS MPU TUOPUAU-
3auuu HopMmanbHOM U myTtanTHOW nened AH K. Bce st Meroawl ananmnza
aMITMPUIMPOBAHHBIX TMPOAYKTOB (Kpome CMC-Mmerona) st TOYHOM
UICHTUMUKAIIMYA TOYKOBBIX 3aMEH B 00s13aTE€ILHOM TOPSAKE Mpeanoara-
10T| cekBeHUupoBaHue. CxeMaTH4ecKoe M300pakeHHe MPUHIUIIOB U METO-
JOBMICHTU(PUKAITMY TOYKOBBIX MyTallUi MpeIcTaBIeHO Ha puc. 18.9.

Ananuz xongpopmayuonnoz2o noaumopghuzma oonoyenoweunou J[HK
(SSCP — anrm, single strand conformation polymorphism). SSCP-ananu3s —
HanOoJIee YacTO HCIMOJb3yEMbI METOJ| JI BBISABICHUS TOYKOBBIX 3aMEH
BuyTpH (parmenta JJHK (kak mpaBuio, pazmepom ot 50 1o 300 m.H.), mo-
aydeHHoro B pesynbtare [ILP. OToT meron, npeanoxenusiid B 1989 roxay,
ype3BbIUaiiHO 3P (EKTUBEH, TaK KaK OCHOBaH HA PErUCTpalliy pPa3Induil
anekTpodopeTndeckoil moABMKHOCTH onHorenoueunoit JJHK wuccrnenye-



MOTO U KOHTPOJBHOTO OOpa3IlOB OJIMHAKOBBIX MO JJIMHE, HO pa3iinyaro-
IIUXCS TI0 HYKJICOTUJITHOMY cocTaBy (cM. puc. 18.9, a). Paznuuue B HyK-
JICOTHIHOW TOCTEAOBATEIPHOCTH OOYCIIOBIMBACT PAa3HUIY BTOPUYHOM
KOH(OpMaId OJHOLIETIOYECYHBIX (PparMEeHTOB, 00PA3yIOIINXCS MPU JICHA-
Typauud (XUMHYECKON WM TemieparypHoil). MIMEHHO OT BTOpUYHOU
KOH(opManuu 3aBUCHUT SJEKTPO(OpPETHUECKasT TMOIBMKHOCTh MOJICKYII
JIHK B mommakpunamuanom rene. Ha mporecc koHpopmaimy Takxe BiIn=
SIOT pa3jMYHbIC BHEIMIHHE (DAKTOPHI: TEMIIepaTypa, KOHICHTPAIMS aKpH-
JamMuja v TIUIEepuHa B Telie, MOHHas cuiia Oy(depHBIX pacTBOPOB.

O} heKTHBHOCTL BBISBICHHUS MYTAIlUii 3TUM METOJOM CYIIeCTBECHHO
3aBUCUT OT pa3Mepa aHaIM3UpyeMoro (pparmMeHTa: mpu €ro JJIMHE MEHEe
200 m.H. oHa coctaBisier 80-95%, a mpu pasmepe Oonee 400 m.H. - OKO-
1050%.

[locne oOHapyxkeHus (pparmeHTa ¢ U3MEHEHHOU-DJIEKTpOohopeTnye-
CKOM TOJBM)XHOCTHIO, KaK IMPABHUJIO, MPOBOJIUTCS CEKBEHUPOBAHUE TMEP-
BUYHOH mocienoBarensHocTd JJHK myranTHOrO (hparmenta juisi onpese-
JICHUSI KOHKPETHOW HYKJICOTHIHOMN 3aMEHBI.

I'emepooynnexcuuviti ananuz (HA — adra, heteroduplex analysis). Me-
tox HA mo3BoJiseT MACHTHPUITMPOBATH \MyTaIlii, HAXOMISIIUECS B KOM-
nayHjae (MyTamuy B TOMOJIOTHYHBIX T€HaX paszWYHBIC M0 MOJICKYJISIPHOU
IPUPOJIE U BHYTPUTEHHOMN JIOKATM3AMHMK) WM B T€TEPO3UTOTHOM COCTOSI-
HUW. MeTo 1 OCHOBAH Ha BBISIBACHUU Pa3IMUUN JIEKTPO(HOPETUISCKON TT0-
JBU>KHOCTH TOMOJYIIJIEKCOB  UNIIETEPOYILIEKCOB, MONy4eHHbIX nipu [ILIP
(cm. puc, 18.9, 0). Ilpu,ammudukanum HeOONMBIIUX (PAarMEHTOB T'€HOB
TeTEPO3UTOT M TOMO3UTOTHBIX KOMITAYHJOB O0pa3yroTCs TPU THIIA MOJIE-
kyn JIHK: nBa tuma, roMOayniaeKkcoB — M3 ABYX HOPMAJbHBIX U U3 JABYX
MYTAHTHBIX IETIEH, U MOJIEKYJbI, HECYIIIUE MYTAIUIO JIUIIbL H OJHOW W3
uemneu (rerepoayHiekcol). OTauyue 3aeKTpoPOopeTHIecKOr MOJBUKHOCTH
retepoaymiekcHeix Mosiekyn JJHK ot o6oux TumoB roMmomyTiiiekcoB o0y-
CJIOBJICHO | KOH(OPMAIIMOHHBIMA OCOOEHHOCTSIMA BCJICICTBUE HAIWYHUS
MECT HEeCOBMAJACHHUS HYKJICOTHIOB. BeposATHOCTh MACHTH(PUKAINN TOYKO-
BbIX MyTanuii MetojgoM HA npu pmune ¢gparmentoB JJHK <300 m.H. co-
crasisier 90-98%.

Henamypupyrowuii  epaduenmusiii - 2env-snexkmpogopes (DGGE —
aunri, denaturation gradient gel electrophoresis). Metoq DGGE — ocHoBan
Ha Pa3IuYusIX B YCIOBUAX W XapaKTepe JIeHATypallid HOPMAJIBHBIX U MY-
TAHTHBIX NBYXI1eno4yeunsix ¢pparmeHToB JIHK, BbIABIsIEMBIX MyTEM CpaB-
HEHUS UX JIEKTPOPOpPETHUECKON MOJBUKHOCTU B MOJIUAKPUIAMHUIHOM Te-
J€ C JMHEWHO BO3pacCTalOIIUM T'PaJUEHTOM KOHIIEHTpalui JeHa-
TYpUPYIOIIUX areHTOB (MOYEBUHBI U hopmaiibiieruaa) (cM. puc. 18.9, B).
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Pucynok 11.2 — IIpuHuunbI ¥ pe3yabTaThl HACHTH(PUKAIUN TOYKOBbIX My TAIlUH
Pa3JIMYHBIMHM METOAAMU
a - SSCP-ananu3; 6 - HA-meron; B - DGGE-meToa; r) CMC-meTton.
Jopo:xkka 1 - oopaszen JHK HopmabHOiIT roM03MIoThI; 10pokKa 2 - odpasen JHK
reTepo3uroTbl TOYKOBOM MyTalMu; 10pokKa 3 - odopaszen JHK romo3urors! mo Tou-
KOBOI MyTaluu



CkopocTh aeHarypaiuy (Wiv IUIABJIEHUS) 3aBHCUT OT COOTHOIIEHUST A—
T/G—C mnap B uccnenyembix pparmenrax (G-C-cBa3p Oojiee ycToluuBa).
IIpy m3BeCTHON HYKJICOTHUIHOMN MOCIIEIOBATCIHFHOCTH JJII IOAOOpa YCIIo-
BU TUJIABJICHUS WUJIM OMpENENIeHUs CKOPOCTH AeHaTypalliu MpU BHIOpaH-
HOM TI'paIM€HTE KOHIICHTPAIMU MPUMEHSIOT CIICIHATbHYI0 KOMIIBIOTEPHYIO
nporpammy. [InaBnenue npyxnenodeunsix pparmentoB JJHK mpoucxomut
B CTPOro Crelu(PUIHON i JAaHHOM MOCIEA0BATEIbHOCTH 00JIaCTH, IKBU*
BaJICHTHOM TeMIlepaType IJIaBJICHUs (TeMreparypa, Mpu KOTOPOU KaKiast
napa ocHoBaHHil ¢ 50%-0l BEpOATHOCTHIO MOXKET COETUHUTHCS “HUIU
pazoiituce). Ilocie Hauana TuIaBiIEHUS MPOABMIKCHHE JIBYXIIEHOUEUHOTO
dbparmenta JIHK B reme pe3ko 3aMemisieTcs, BCASACTBHE U3MEHEHMS TIPO-
CTPAHCTBEHHON KOH(UTypalluu MOJEKYJbI, 10 MOMEHTA HOJHOW JeHATY-
panuu. CKOpOCTh NalbHEUIIEro MPOABUKEHUS JIEHATYpPUPOBAHHBIX (hpar-
MeHTOB JIHK 3aBHCHUT OT MX HYKJI€OTHIHOTO COCTaBa,

Jnsa npenorBpamienus aeHarypanuu KoHIoB mojekyn JIHK mo nmo-
CTHKEHUSI ONTUMAIBHOW 00JIACTH TIIAaBJICHUS! (OOYCIIOBIIEHO OMpejeieH-
HBIM HYKJIEOTUJHBIM cocTtaBoM ¢parmenrta, JHK), k koHilam mosexyn
JIHK mnpucoeauHst0oT Tak Ha3bIBa€MblE 3KMMBbI {CHUHTETHYECKHUE ¢par-
MeHThl 13 GC-HYKJIEOTHIOB pa3MepoM B“HECKOJIbKO JeCSITKOB ui.). Hc-
nonb3oBaHue (GC-3a)KUMOB MO3BOJIACT, BHIABUTh BCE MYTAallMH, JIOKAJIA30-
BaHHBIC BOJM3M KOHIIOB amIuIu@uidpoBanHbeix ydactkoB JIHK, u mpwu
mHe 1enud 10 600 nm.H. 3pQEKRTUBHOCTD BBISIBICHUST MyTalluil METOJI0M
DGGE nocturaet 95%.

K nmocrouncrBaMm 3torosmerojaa, oriaudaromuM ero or SSCP u HA,
CIEAYET OTHECTH BO3MOMKHOCTh €r0 MCMOJIb30BaHUS ISl aHAIU3a KPYIHBIX
ammununupoBanHbix. pparmenToB JJHK u BBICOKYIO0 4yBCTBUTEIBHOCTH
(MO3BOJISIET yaBAUBATH TOUKOBBIE MYTAIlMH, BO3HUKIIINE JIaXKe B OJTHOM U3
100 006pabOTaHHBIX MYTareHOM KJIETOK, YTO HCIOJIb3YeTCsl MPU aHAIU3E
UHIYyIUpOoBaHHbIX MyTanuii). Yame Bcero DGGE npumMmeHsoT miis ckpu-
HUHra MyTanui B aMIUIMGUIIMPOBAHHBIX 3K30HAaX, MPU 3TOM B KAa4ECTBE
MaTtpuubhucnob3yoT reHoMuyro JJHK. K Henocratkam metona, orpanu-
YUBAIOIIMM €r0 IIHPOKOE MPUMEHEHUE B JUArHOCTUKE HACIEICTBEHHBIX
3a00JICBaHUM CJIEyET OTHECTH TEXHUYECKYIO CJI0KHOCTh MOJYYEHHUS PaB-
HOMEpPHOI'0 TpaJMEHTa KOHUEHTPALMHU JACHATYPHUPYIOIIEro areéHTa B IO-
JVMAKPUIAMUIHOM T€JIE€ U BBICOKYIO CTOMMOCTh UCKYCCTBEHHO CHHTE3UPO-
BaHHBIX GC-KOHIIOB.

Xumuueckoe pacwennenue nekomniemenmapuuix caumog (CMC — ot
anri, chemical mismatch cleavage). Meron CMC ocHOBaH Ha CIIOCOOHO-
CTU psAJlla XUMUYECKUX areHToB crnenuduuecku paspeiBath 1enb JJHK B
MECTE JIOKaJIU3allui HECIIAPEHHOTO OCHOBAHMS: HANpUMEp, LIUTO3UH 4YyB-



CTBHUTEJIEH K JEUCTBUIO TUAPOKCUIAMHUHA, THMUH — K JEHCTBUIO OCMHUS
TETPAOKCHAa, a TUMUH U TYaHUH — K KapOomuumuuay. Tectupyembie 00-
pasnel JJHK (mmm PHK) cmemmBaroT ¢ 00pa3iomM paaroakTHBHOMEYEHHO-
ro JIHK-30H1a 1 co3maroT ycinoBus st 00pa3oBaHUs TyIUIEKCOB (Harpe-
BaHME C IIEJIbI0 TTOJTHOM JieHaTypallui U Mocleayroilee oxjaxaenue). [pu
HAJIMYUM MYTalldd B TECTUPYEMBIX MOJIEKYyJaX O0Opa3yroTCs TeTepoayI-
JIEKCHI C YYaCTKaMU HETOMOJIOTMYHOI'O CHApWBAaHUSI, UTO U SIBJIIETCA MU=
IIEHBIO I crenu@uyeckoro xuMmuueckoro arenra. Ilocienyromias o0pa-
00TKa TUTMIEPUINHOM TPUBOAUT K MOJHOMY pa3pbiBy Moiekynsl JHK B
JAHHOW TOYKE U 00pa30BaHMIO JIByX KOPOTKHUX (hparMEeHTOB, OOHAPY KHBa-
eMbIX mpu 3nekrpodopese (puc. 18.9, r) u nocnenyroiieit paguoaBTorpa-
¢un. [Ipu onpeneneHnn IMHBI KaXA0TO (hparMeHTa HE COCTAaBIBIET TPyAa
YCTAaHOBUTH JIOKAJIU3AIUIO MyTaluu. DPHEKTUBHOCTh BBIIBICHUS MYyTa-
nuit MetogqoM CMC npu MCHoab30BaHUM paguoakTUBHO MedeHHbIX JJHK-
30H110B cocTaBsieT 95-100%.
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JIEKIINSA 9. TEHHASA TEPAIIUSA

1. OcoOeHHOCTH TEHHOM Tepanuu YyeaoBeKa
2. [Tyt nocTaBKH reHOB
3. IIpumepsl UCTI0JIB30BAHUSI TEHHOMN TepaIruu

1. OcO0eHHOCTH T€HHOM TePANUuN YeJI0BeKa

['eHHas Tepamus ompenessieTcss Kak TEPareBTUYECKAU MOAXO0M, HPU
KOTOPOM KJIETKH TAI[ME€HTa TeHeTHYECKH MOIUMUIIMPYIOTCS C eI, 00-
JerduTh TeueHue OoJsie3HU. CyIIecTBYEeT BAXKHOE paziMure MEXAy{coma-
TUYECKON Te€HHOM Teparueil, korga MoauduKaiu BBOASITCA B 'COMaTHye-
CKHE KJIETKH M OrPaHUYEHbl OPraHU3MOM IAlMEHTA, U 3apOBIIICBOIN I'eH-
HOM Tepanuel, Koraa Moau(PUKalKU BBOJATCS B KJIETKH, JArOIUe TaMeThI,
1, TaKUM 00pa3oMm, MOTYT Iepe/iaBaThCa APYrUM MOKOJIeHUsIM. B HacTos1-
1iee BpeMsl IPaBOBbIE OCHOBBI UMEET TOJIBKO COMATHYECKAS] T€HHAas Tepa-
nus. XOTs MOTYT CYIIIECTBOBATh HEONPOBEPKUMBIES, ADTYMEHTHI B IMOJIB3Y
MIPUMEHEHUSI 3apOJBIIICBON T€HHOM Tepanuy JPU HEKOTOPBHIX HCKIIOYU-
TEIbHBIX 0OCTOSITENHCTBAX (HAPUMED, KOL1a POAUTEINb YBEPEH, UTO Tepe-
Jlajl CBOEMY IMOTOMKY MYTAallMIO, BHI3BIBAIONIYIO 00JI€3Hb), cama Mpoleaypa
MMOBCEMECTHO 3alpelieHa Mo 3TUYECKAM ‘COO0PaAKECHUSIM.

N3BECTHBI HECKOJBKO METOJOB 'COMAaTUYECKOM I'€HHOW Tepanuu, U B
3aBUCUMOCTH OT MpPHUPOAbl OOTE3HU BHIOMpAIOT Haubosiee MOIAXOJSIINI
(pucynok 9.1).

Jlobasnenue eena., ITOT, METOJ T€HHOU TEpamuy HMCIOIb3YETCS s
JICYEHUs HACJIEJCTBEHHBIX" OOJIE3HEN, BBI3BIBAEMBIX IOTEPEH MPOAYKTa
(GyHKIMOHATBHOTO_FeHa: 3a/ada Tepanuu — 100aBUTh B T€HOM (DYHKIIHO-
HaJIbHYIO KOTHIO TOTEPSHHOTO WK MYTHUPOBAHHOTO T'€HA U AKCIPECCUPO-
BaTh 3TOT I'€H Ha JJOCTATOYHOM YpPOBHE, YTOOBI BOCIIOJHUTH OTCYTCTBYIO-
muii 6enok. "MeToq IpUMEHUM JIUIIbL B TOM Cly4dae, €ClIu TMOCJIEACTBHUS
00JIe3HOOPATUMBI.

Unenouposanue 2cena. ITOT METOJl TEHHOW TEpamu¥ MPUTOJEH IJIs
nedeHWs] MH(EKIMOHHBIX M HACJIEACTBEHHBIX OOJI€3HEH, paka, €clii OHU
BbI=, 3bIBaHBl HEAJICKBATHOW aKTHBHOCTBHIO I'eHa (aKTMBHOCTb T'€HA 4YPE3-
MEpHa). 3a/1a4ya Teparuu — BBEICHUE HOBOTO T'€HA, MPOIYKT KOTOPOTO MH-
TUOUPYET AKCIPECCUI0 MATOr€HHOTO WJIM MOBPEXKACHHOTO I'eHa WM IO-
JIABJISIET AKTUBHOCTD MPOYKTa

3amecmumenvras 2enHas mepanus. ITOT METOJ TE€HHOU Tepanuu
PUTOJIEH ISl ISYEHUS! TOJIbKO HACIECTBEHHBIX 3a00JI€BaHUi (HU B KOEM
Cllydae Hellb3sl UCMOJIb30BaTh B Cydyae MH(MEKIIMOHHBIX OO0JIE3HEN WU pa-




—fJIXT8— mytauTHBI#H reH (Gone3Hs) — noteps GyHKUHK
— - MyTasTHBIA reH (6one3Hs) — JOMHHAHTHOE NMpHOGpeTeHne QyHKUNH

Pucynok 9.1 — MeToabl reHHOI Tepanuu
BBECTH HOPMAIbHYIO (DYHKIIMOHUPYIOIIYIO KOIMUIO JEPEKTHOTO IEIECBOTO
reHa, a 3aTeM 3acTaBUTh dk30reHHyI0 [IHK pexomOuaMpoBats ¢ 1ieneBsiM



Ka), HO MOJKET OBITh HCIIOJIb30BaH /IS JICUCHUs] OO0JIE3HEH, XapaKTepU3y-
IOLMXCS KaK MOTEepei, Tak U npuodpeTeHrnemM GyHKIUUA IeHOB. 3a1aua —
TE€HOM C LIENIbI0 3aMmenieHus nocneanero. [lorenimansHo 3To caMblil Ipo-
CTOM MyTh UCIIPABJIEHUS T€HETUYECKUX AEPEKTOB, OJHAKO OH OCHOBAaH Ha
TOMOJIOTUYHON pEKOMOWHAIINK, KOTOpasi B OOJIBIIIMHCTBE KJIETOK MPOTEKa-
€T C KpaitHe HU3KOH 3((HEKTUBHOCTHIO.

Yuuumoorcenue cneyuguueckux kiemox. ITOT METOJ TEPAUU MIPUTO=
JIeH 1)1 JiedeHust 00Jie3Hel (TakuX Kak pak), KOTOPhIE MOKHO JICUUTh Y=
TEM YCTPAHEHUSI OINpPENEIECHHbIX MOMyJsiuuid KieTok. OCHOBHas .3amava
ATOM Tepanuu — SIKCIPECCUPOBATh BHYTPHU TAKUX KJIIETOK I'€H-CaMOYyOUIlIly,
MPOAYKT KOTOPOro TOKcMYeH. OJMH U3 MOJIXO0JI0B — IKCIpEccHs Oenka —
JENaeT KJIETKU YSA3BUMBIMH JUISI aTaKU UMMYHHOM CUCTEMBL JApyrou non-
XOJl BKJIFOUAET dKCIpeccuio (hepMeHTa, KOTOPhIN MpeBpaiiaet 0e3BpeaHoe
BEILECTBO (MPOJEKAPCTBO) B 00Jiee TOKCHMYECKoe coeauHeHue. M3-3a ne-
TaabHOTO 3(deKTa, BHI3BIBAEMOr0 I'eHAMHU-CaMOyOUMIIAMH, WX JEHCTBUE
JOJIKHO OBITh C 0COOOM TIIATENLHOCTHIO HAIIPABJICHO Ha LIEJIEBbIE KIIETKHU,
4TOOBI U30€kKaTh MOOOUYHBIX F(DPEKTOB.

2. Iyt 10CTABKM FCHOB

['enetnueckue 00€3HU OOBIYHO, ‘TPOSIBISIOTCS B CIENU(PUISCKUX
nonyJsinusax kiaerok. MHoraa, kak B\Clly4ae paka, 3TO NPOUCXOJUT H3-3a
TOTO, UTO BBI3bIBAIOIIASI O0JIE3HB-MYyTallMs IPUCYTCTBYET BO BCEX KIIETKAX,
HO 3(GdeKT orpaHuyeH /JMINb TEMH KIETKaMH, TJe OTOT T€H
aKcIpeccupyeTcss (Wiy, IS\ HopMajdbHas SKCIPECCUsli T'eHa yTpadeHa).
Bribop meroma poctaBku “JHK npu reHHoil Tepamuu, cienoBaTelbHO,
3aBUCHUT B 3HAUYUTEIBHON CTENEHH OT JOCTYHMHOCTH COOTBETCTBYIOIIUX
KJ1eTOK (pucyHok9.2).

Ecau ectb BO3MOXKHOCTh W3BJIEUYb M KYJIbTUBUPOBATH KIIETKH, HE
HAHOCS BPEM\IAUEHTY, TO UX MOXHO T€HETHMYECKH MOJIU(PUIMPOBATH B
KYJIbTYp€, |d\3aT€M CHOBA BBECTH B OPTraHWU3M MalMEHTA. TakoW moaxo,
Ha3bpIBa@Mbll TEHHAas Tepamus e€X VIvo, TPUMEHUM IS JICYCHUs
3a00J1€BaHUN KPOBU U UMMYHHOUM CHCTEMbI, TOCKOJIbKY T€MOIMOATUYECKUE
CTBOQJIOBbIE  KJIETKM  OTHOCUTEIIBHO  JIETKO  MOYKHO  H3BJICKATh,
KYJIbTUBUPOBATh M BHUAOU3MEHATH. bonee Toro, Oyaydn BBEICHHBIMU
00paTHO B OpraHU3M MAIMEHTa OHU COXPAHSIOTCS B TEUCHUE JJIUTEIHLHOTO
BPEMEHU U, CJIEIOBATEIIbHO, MOTYT JaThb HEOTPAHUYEHHOE YHUCIIO
(reHeTHYECKH MOAMQPUIIMPOBAHHBIX) MOYEPHUX KIECTOK. ['eHHas Tepamus
€X VIVO TO3BOJISIET TIIATEIbHO KOHTPOJIMPOBATh IICJIEBbIE KIJIETKU B
KyJIbType, TaK 4YTO MOXHO OTOOpaTh KJIETKHM C HYXXHBIM THUIIOM
reHeTu4ecKkoil moaudukanuu. B cimydae HETOCTYNMHBIX KIIETOK WM
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9.2 — Moaxoaw! rennoii Tepanuu. C/1€6a — NPUHIMN TeHHOW Tepanuu iN VIVO ¢ HCHOIL30BAHAEM BUPYC-
HOT'0 M HEBHPYCHOT0 BeKTOpoB. CHPA6A — NPUHIAI IeHHoii Tepanuu €X VIVO ¢ HCNOJIb30BaHHEM BHPYC-
HOT'0 M HEBHPYCHOI'0 BEKTOPOB

KJIETOK, KOTOpPbI€ HEBO3MOXXHO 3(PGHEKTUBHO KYyJIBTHBUPOBATH, T'€HHAs
Tepanus BKIIO4YaeT npsimoe BBeaeHue [IHK B\ KieTku, Haxopmsdmuecs B
opranu3mMe. TakoW TOAXOJ Ha3bIBaeTCS TE€HHOM Tepamuer in vivo, a
CHUCTEMa JIOCTaBKH T'eHa JOJKHA ObITh d(M()EKTUBHON M CEICKTUBHOM IS
KOHKPETHOTO THUTIA KJIIETOK-MHIIICHEH. DTO QCOOCHHO Ba)XKHO, €CITH 3a1adei
SIBJISIETCSl YHUUTOKCHUE TAHHBIX KICTOK.

2. IlpuMepbl HCIOJIH30BAHNSI TEHHOH TEPANUU

I'ennasi Tepamusi - JieYeHHUE HACJICJACTBEHHBIX 3a00JieBaHUN ITy-
TEM BBEJICHHS T€HOB B_KIJIETKH MAIIMEHTOB C IIEJbI0 HAIIPABICHHOTO U3MeE-
HEHUS TeHHBIX Ae(eKTOB WM MPUJIAHUS KJIETKaM HOBBIX (PYHKITUH.

[lepBbIM MOHORCHHBIM HACJIEACTBEHHBIM 3a00JI€BaHMEM, B OTHOIIIE-
HUW KOTOpPOro ObWIM NPUMEHEHBI METOJbl TEHHOW TEepamuu, OKa3aJcs
HACJIEJICTBEHHBIN TsHKENbIN KoMOMHUpOBaHHBIM nMMyHOAehuuT (TKU/I),
00yCIIOBJICHHBIN MyTalllel B reHe ajeHo3uHae3amnuasbl (ADA).

14 ceursiops 1990 r. B CIHIA uersipexieTHelt neBouke Amrantu e-
CwibBa; ¢Tpajaroilei 3TUM pelKuM 3a00JieBaHUEM (10'5), ObLTH TIepeca-
KeHbl | ee  coOcTBeHHbIe T-mMGoOUMTHI, IPEABAPUTETLHO  TPaHC-
(opmupoBaHHbie BHE opranu3sMa renom ADA mpu momoiu peTpoBUpyc-
HOTO BekTopa. JIeueOHbIN 3(pdekT HabmroaICcsa B TeUEHUE HECKOJIBKUX Me-
CsILIEB, TMOCJIE Yero mpolleaypa Oblja MOBTOPEHA ¢ UHTEPBAJIOM 3-5 Mecs-
IIeB. 3a TpU roja Tepanuu B OOIIEH CIOKHOCTU MPOBEACHBI 23 BHYTpPH-
BeHHble TpaHcpy3uu ADA-tpancpopmupoBannbix T-mumdouutor 06e3
BUIUMBIX HeOmaronpusaTHeIX 3¢ dexToB. [locne neuenust Amantu B 25-
30% ee T-numdarnurax ypoBeHb (pepMEHTa aJCHO3MHJE3aMHHA3bI CTall
HOPMaJIbHBIM M Ce€WuYac OHa COBEPIIECHHO 370poBa. CTOJIb kK€ YCIEIIHBIM




0Ka3aJ0Ch U JICUCHHUE BTOPOU MAIlMEHTKH ¢ ATUM 3abojieBanueM. B Hacrto-
sl1lee BpeMsl TeHHasl Tepamnusi 3Toro 3a0ojeBaHus npoBoautcs B Mramuu,
Opannun, Beaukooputannu u SAnoHun.

Awanu fle-Cunbsa. NepBbid BakTepus, wecywan nnasmmpy ¢ leneTuyecku
YENOBEK, BhiNeYeHHbIM C KNOHMPOBAHHEM HOPMANLHLM RE3AKTVBHPOBAHHMH
nououlu,o reHHON Tepaim bk perposupyc
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Pucynok 9.3 — CxemMa reHHO# Tepanuu TKeJOr0 KOMOMHHUPOBAHHOTO MMMY-
Hoxeduuuta (SCID), BbI3BaHHOTO iedeKTOM reHa ajieHo3nHAe3aMuHa3bl (AJ[A)

['eHeTnyeckass KOHCTPYKIMS HCIOJb3yeMas JJisi TE€HHOW Teparuu
JOJKHA YJIOBIIETBOPSTH, CIEAYIONUM TPEOOBAHUSIM:
1. CoueraTh BUPYCHBIE 1 HEBUPYCHBIE CUCTEMBI JOCTABKU
2. ConepxaTh ruapooOHblid pparMeHT JUIsl CPOJICTBA C MEMOPAHOM
3. Ob6ecmcunBaTh 3 (HEKTUBHYIO JOCTABKY UY>KEPOIAHOTO T'€HAa B KJIET-
KA-MHUIICHU, a TaKXKe JUIMTENbHOE ero (yHKIMOHUPOBAHUE B ITUX
KJIeTKax M CO3/IaHhE YCIOBUM JIJIsI MOJIHOLIEHHOW paboThl TeHa (IKC-
HPECCUH )
B’ kauecTBe KJI€TOK-MMILIEHEHW Yallle BCEro MCIONb3YIOTCS JTUM(pOIIH-
ThI, KJIETKU KOCTHOTO MO3ra, IEYEHH, JIErKUX, Cep/Ila, CKEIETHBIX MBIIII] U
Ap.
[IpsiMass UHBEKIIMA T€HETUYECKOr0 MaTepuaia — caMblid MPOCTON Me-
TOJ| JOCTaBKM TPaHCIE€HA B KIJIETKU in vivo, npu kotopoM JIHK BBOgUTCS
HEMOCPEJICTBEHHO B TKaHb NyTeM HWHBEKIMU. OO0JacTh MCHOIb30BaHUSA
JTAHHOTO METOJIa OTpaHWYeHA TAaKUMH TKaHSIMH, KaK KO)kKa, TUMYC U TIOTIe-
PEYHO-TI0JIOCATHIE MBIIIIIHI.



AMEpPUKAHCKUMHU HCCIIEA0BATEISIMU YCIEIIHO OCYIECTBICHO BBEE-
HUE BEKTOPHOW KOHCTpyKUMH, Hecyel reH (akropa VIII cBepTriBaemo-
CTA KpPOBH 00JIbHbIM remModuiuned A. Pe3ynbraTel KIIMHUYECKHUX HCCIE-
JIOBAaHUM CBUJICTEIBCTBYIOT, UTO TAKOE «ICHHOE» JICUYECHHUE MPEIYNPEKIAET
BO3HUKHOBEHHE KPOBOTEUEHUN U MAIMEHTHI ¢ reModuiaueid A 0osee roja
HE WCIBITHIBAIOT HEOOXOAMMOCTH B HHBbEKIMAX (akTopa. Celiuac Ha Mpo-
BEJICHUE KYPCOB 3aMECTUTEILHON Tepauu JIJIsi OJTHOTO OOJILHOTO reModu=
auert A 3atpauuBaercs 100 Teic. $ B roa. Cuuraercs, 4YTO HOBBIH MEXON
MTO3BOJIUT TAIMEHTaM OOXOIUTHCS 0€3 JOPOTOCTOSAIMMX HHBEKIHH, S-10
JIET.

BBeneHne reHeTHYECKOro Marepuaia BHYTPb KPOBEHOCHBIX COCYJIOB,
MUTAONIUX TpaHCPEUpPyeMbIid OpraH, IPUMEHSCTCS B MEPBYIO OYepeb
JUIsL JIedeHusi OOJIe3HEM TeUeHM, MOYEK U MOUYEBBIBOASIINX MyTe. Aspo-
30JIbHOE€ BBEJICHHME T€HETUUYECKOTr0 MaTepuala B JblXaTeJIbHble MYTH HC-
MOJIB3YEeTCS MPH 3a00JICBaHUH JICTKHUX.

Pa3pabaThiBalOT Takke METOJIbl KOPPEKInU J€PEKTHBIX T'€HOB (TIpu
MyTanusix, u3mMeHsonmx Heoonbon yuactok JAHK), 3amensr nedexrnoro
reéHa HOPMAaJbHBIM, METOAbl YCUJICHHUS 3KCHPECCUHM HOPMAJIBHOTO TEHA,
BOCCTAHOBJICHUS SKCIIPECCUU OJIOKMPOBAHHOTO T€HA WJIM METOJIbI OJIOKAIbI
AKCIPECCUU OOJIE3HETBOPHOTO T'eHA.

C TOUYKH 3peHUS TCHHOM TepaIlih cCaMbIMU MPOCTHIMU 3a00JICBaHUSIMHU
SBJISIFOTCSI MOHOT€HHBbIE, KOTOphIe, TpeOyloT paldOThl C OJHUM TE€HOM.
Hanmpumep, cepnoBuHOKISTOUHAS aHEMUs, TeMOMUIINS, MBIIICUHAs JIHC-
Tpodus romena. Benercst pazpaboTka 3KCIIEPUMEHTATBHBIX MOIX0JI0B U
MPOBEJICHUE KIMHUYECKUX “MCIIBITAHUN METOJIOB T€HHOUW Tepanuu MOYTH
30 MOHOTEHHBIX 3a00JICBaHNI YEIIOBEKA.

bonee cloXHBIMU SIBISIOTCS WCCJIEIOBaHUS B HAMpaBJICHUU psiaa
MPUOOPETEHHBIX 3a00JICBaHUM, Pa3BUTUE KOTOPHIX OOYCIOBICHO KOM-
IJICKCHBIM. B3aUMOJICHCTBUEM T€HOB ¢ (haKTOpaMU OKPYKArOIIEH Cpeabl —
nuabeTay, OCTe0onopo3a, peBMAaTOUIHOTO apTpuTa, paka. Pe3ynabTarhl nep-
BBIX KIIMHUYECKHUX MCIBITAHUN 3TUX IMOJIXO0J0B OKa3aJluCh B BBICIICH CTe-
NeHu OOHAJICKUBAIOIIMMHU, B OCOOCHHOCTH TIPH JICYEHUU HEHpoIereHepa-
TUBHBIX U OHKOJIOTUYECKUX 3a00JI€BaHUI HEPBHOU CUCTEMBI.

B Hacrosiee BpeMs HET CIIOCOOOB /I UCIIPaBICHUS 1e(EKTOB reHe-
TAUYECKOr0 Marepuajga 4YeJOBEKa, SBIAIOIIUXCS MPUYUHON pPa3BUTHS
HacleIcTBeHHOM naTosioruu. ClieoBaTelIbHO, OTCYTCTBYET pallMOHaIbHAs
ATHOTPOIHAS Tepalus TaKux 3a00JIeBaHUM, HAIIpaBJICHHAS HA yCTPaHCHHUE
X OCHOBHOM MPUYUHBI.

[Ipn Bcex HACIEICTBEHHBIX 3a00JICBAHUSIX IIUPOKO MPUMEHSIETCS
CHMITOMATUYECKOE JICYEHHE, C MOMOIIBI0O KOTOPOro YAAaeTCsd B TOW WU



WHOW Mepe CHU3UTH TSKECTh KIMHUYECKON KapTHUHBI 0osie3HU. OHO BKITIO-
YaeT NMPUMEHEHHUE Pa3IUYHBIX JIEKAPCTBEHHBIX MpernapaToB, Ghu3uoTepa-
MEBTUYECKOE JIEUCHHE, KiIuMaroJjieueHue u Ap. Ilpu HekoTophix Hacnen-
CTBEHHBIX OO0JIE3HAX TaKOE€ JICUCHHE SIBJISIETCS €JUHCTBEHHO BO3MOKHBIM
CrocoOoM 00JIer4eHusl pa3BUBIICICS CUMITOMATHKH.

HekoTopsix OOJIBHBIX C HACIIEICTBEHHOW MATOJIOTHEW Jiedar orepa-
TUBHBIM MYTEM TIOCIIE€ POXKJEHHUS, MPUMEHSASI PEKOHCTPYKTUBHYIO XUPYpP=
ruto ("Bomubs macth', "3asubsd ryoda', 3apalieHue aHaJIbHOTO OTBEPCTUS,
CTEHO3 IPUBPATHUKA, KOCOJIAMOCTh, BPOKICHHBIA BBHIBUX Ta300€IPEHHOTO
CycTaBa, TIOPOKHU Cep/ilia), MpU HEOOXOIUMOCTH UCIIOJIb3Yys TpaHCIIaHTa-
IUI0 TKaHell U opraHoB. Psij nedeKToB, BOBHUKIIUX KaK CIIE/ICTBUE HapY-
IICHUS] TEHOTHUIA, MOTYT OBITh YCTPAHEHBI TOJBKO OMEPATUBHBIM IyTEM
(mopaxkeHue riaza Mpu peTUHOOIACTOME, MEKOHHAIIbHBIN, UJIEYC Y HOBO-
POXKAECHHBIX PU MYKOBUCIIUI03€E).

[Tpu 3ab0neBaHusX, CBA3aHHBIX C HApYIIEHHEM O0OMeHa BemiecTB ((¢e-
HUJIKETOHYPHS, TAIAKTO3eMUsI, QPYKTO3EMUS HJIpP.), TPUMEHSIIOT TaTore-
HETUYECKOE JICYEHHE, KOTOPOE MOXKET 3HAYUTENbHO UCIPAaBIATh U3MEHE-
HUSI HOPMAJIbHOTO (DEHOTHUIIa MHAMBUIYYMa TIyTEM BO3JEHCTBUSI HAa OHO-
XUMUYECKUN MEXaHU3M pa3BUTHs O00Jie3HI, Mpu ATOM CyIlleCTBEHHOE 3Ha-
YEHHE UMEIOT CBEJICHUSI O KOHKPETHBIX ‘"MOJICKYJISIPHBIX HApYIICHUSX 3Be-
HbEB META00JIMYECKOT0 IPOIIecCcay TOro Uil HHOTO OOJIBHOTO.

[IpuMepoM Takoro JEYESHUSISIBISICTCSI OOCYXKAaBIlIeecs] paHee yCIelll-
HOE MPUMEHEHHE TUETOTEePATAH JJIsl KOppeKIuu (peHoTtumna pedeHKa mpu
(EeHWIKETOHYpHUH U rajakTo3eMuu. B ciyuae HapylIeHus CHHTE3a KaKoro-
100 TOPMOHA MPOBOMNAT, IPSIMYIO 3aMECTUTEIIbHYIO TE€pPAINUI0 MyTEM BBE-
JICHUS 3TOTO0 TOpMOHA ‘B opraHusMm pebOenka. [Ipumensiercss u BHYTpH-
yTpOOHOE JIeueHNE3a00JI€BaHN M, TAKMX KaK Pe3yC-HECOBMECTUMOCTb, Ta-
nakTo3zemus. QcoOble HaACK bl BO3JIAraloTCs Ha Tepamnuio mioaa (peraib-
HYIO Tepanuioe), HapuMep, TPU HATMYUHA Y HETO UMMYHOAC(PUIIUTA WU O.-
TaJIaCCeMUU.

HamGonee panukanbHbiM U S(PGEKTUBHBIM CIIOCOOOM  JICUCHHUS
HACJICICTBEHHBIX 3a00JICBaHUN 4YelIOBEKa SIBJISIETCS TEHHAsl Teparusi, BO3-
MOYXHOCTU KOTOPOM CEroJHs] MHTEHCUBHO U3Yy4YalOT, SKCIIEPUMEHTHUPYS Ha
PABTUYHBIX OMOJOTHYECKUX MOJENAX (KIeTKax OaKTepwid, pacTeHHM, KU-
BOTHBIX, YEJIOBEKA U JP.) U UCIOJIb3YsI B KIIMHUYECKOU MPAKTHUKE.

[IpyHIMIIHATBHBIM CMBICII METOJOB T'€HHOW TEpaluu COCTOUT B 3a-
MEILIEHUU MYTAHTHOTO O€JiKa KJIETOK YeJIOBEKa, C KOTOPhIM CBSI3aHO pa3-
BUTHE OO0JIE3HU, HA COOTBETCTBYIOIIMI HOpPMAaJIbHBIN OEJNOK, KOTOPhIN OY-
JIET CUHTE3UPOBAThCA B TakuX KjeTkax. C 3TOl LeNbI0 B KJIIETKU OOJLHOTO
BBOJISIT T€H HOPMAJILHOTO OeJika (TpaHCTeH), HaXOASAIINICS B COCTAaBE TeH-



HO-UHXEHEPHOW KOHCTPYKIIMH, T.€. SKCIEPUMEHTAIBHO CKOHCTPYUPOBAH-
HOM pekoMmOuHaHTHOM Mojekyibl JIHK (Ha ocHOBe MOJIEKyJbl BEKTOPHOM
JIHK).

['ennHast Tepanusi MOXKET OBITh CBsSI3aHA C KOPPEKIMEH T€HETHUECKUX
ne(deKTOB B COMAaTHYECKUX KJIETKaX OOJBHOIO 4YesloBeKa JUO0 B 3apojibl-
IIEBBIX KJIETKaX Ha PaHHUX CTaJUsIX Pa3BUTHUS 3UTOThL. B HacTosiiee Bpe-
Msl YCTEIIHO CHHTE3UPYIOTCS OTJEIbHBIE T€HbI B AKCIIEPUMEHTAaX In Vitro;
pa3paboTaHbl Pa3IMYHBIE CIOCOOBI KX MEpeHOCa B KIETKH YEJOBEKA.
Haunbonee cioxubie poOIeMbl TEHHON Tepanuu CBS3aHbl C MEXaHU3MAMU
JIOCTaBKHM T€HAa B HYXXHBIE KJIETKH, BO3MOXKHOCTSIMHU €ro 3P GheKTHBHOMN
AKCIIPECCHUU B 3THX KJIETKaX U MepaMu 0e30macHOCTH opranuzma. s me-
PEHOCA T€HOB Yallle BCETO MCIOIB3YIOT OTHOCUTEIBHO JICFKO, JOCTYIIHBIE
IUIsl BMEIIATENIbCTBA KJIETKM BHYTPEHHUX OPraHOB M TKAaHEW 4YEIOBEKA
(KJI€TKH KpacHOTO KOCTHOIO Mo3ra, ¢puOpo0aacThl, KACTKH MEYEHH, JIMM-
¢doruTel). Takue KIETKHA MOKHO BBIJICTUTH U3 OPTAaHU3Ma, BKIIFOYUThH B HUX
HYKHYIO T€HHYIO KOHCTPYKIIMIO M 3aT€M BHOBb BBECTH UX B OpPraHU3M
OOJIBHOTO.

JIns BBEAEHUS HYKHBIX T€HOB B OpraHM3M YEJOBEKa 4Yallle BCEro MC-
MOJIB3YIOT BUPYCHBIE BEKTOPHI (kKomruiekc\BrupycHas JIHK — ren denose-
Ka), a3MuaHbie BekTophl (Tasmugnas JJHK — ren denoseka), a Takxke
HCKYCCTBEHHBIE MAaKPOMOJIEKYJISIPHBIE CUCTEMBI (TpaHC-T€H B COCTaBe JIH-
MMOCOMHOI'0 KOMILIeKca). OrpaHm4€HHOE TPUMEHEHUE BUPYCHBIX BEKTOPOB
CBSI3aHO C BO3MOYKHOW NMATOTEHHOCTHIO HCIMOJb3YEMbIX B 3TUX LEISX BH-
pPYCOB (PETPOBUPYCHI), MX CHOCOOHOCTHIO MHIAYLIMPOBATH UMMYHHBIA OT-
BeT (aJICHOBUPYCHBIE KQHCTPYKIMHK). KpoMe TOro, B HEKOTOPBIX Cilydasx
BCTpauBaHHUE BUPYCHBIX 'KOMIUIEKCOB B TEHOM YEJIOBEKA MOKET OBITh MpPH-
YUHOW MHCEPIUOHHBIX MyTaIlui, TPUBOSAIIUX K HAPYIICHUIO aKTUBHOCTHU
OTACJBbHBIX T€HOB: MIrpaer oTpuuaTeabHy0 pOJb U OTPAHUYECHUE pa3Mepa
T€HETUYECKOM KOHCTPYKIIMU, KOTOpas BKIIFOYAETCSI B TEHOM BHpYcCa.

B To ke Bpemsi OOJIBIIMHCTBO HEBUPYCHBIX KOMILIEKCOB HH3KOTOK-
CUYHO, HEMYTAareHHO, MO3TOMY MX UCIIOJIb30BaHUE 00Jiee MPENOYTUTENb-
HO.. OJHAKO, OHU TaK)XE€ HE JIMIIEHbI HEAOCTATKOB, K KOTOPBIM OTHOCHUTCS
KOPOTKOE€ BpEMSI IKCIIPECCUM BKIIFOUEHHBIX B HUX T'€HOB U OTCYTCTBHUE J10-
CTATOYHOW CHEeNU(PUIHOCTH B OTHOUIEHWW TE€X WIM HWHBIX TKaHEH opra-
HH3MA.

B mnacrosiiee BpeMs MHOMCKM HamOOJie€ ONTUMAJbHBIX BapUAHTOB
T€HHOM Tepanuy BEAyTCS B pa3HbIX HalpaBieHUsX. Tak, Hampumep, aena-
IOTCS TIOTBITKA HMCIIOJIb30BaHUSI MCKYCCTBEHHO CHUHTE3MPOBAHHBIX (Qpar-
MeHToB PHK (PHK-onuronykneotnioB) st OJIOKMPOBAaHMS TEX WU MHBIX
KOMIUIEMEHTAPHBIX UM YYAaCTKOB OIPENIEICHHBIX T€HOB B LEJAX PEryJs-



MK uX (PyHKIIMOHAIBHOW aKkTUBHOCTH ("aHTHUCMBICTOBas" Tepamnus). Pas-
pabotansl MeTobl BBeaeHus JJHK rubpunnbix niazMua nyreM ux MHBEK-
i B Mbimeunsie u apyrue kiaetku (JJHK-umvmynuzamus) mubo ¢ momo-
mpto cucrem JIHK-kKaTHOHHBIX JUMOCOM (KOMIUIEKC Ha3bIBAIOT T'€HOCO-
MOi1), KOTOPBIE, B3aUMOJIEUCTBYS C KJIETOYHON MEMOpaHOH, JIETKO ITPOHU-
KaloT B KJIETKH, nocTasisas Tyaa miasMuanyro JIHK. Cauraror takxe nep-
CIIEKTUBHBIM HCIIOJIb30BAaHUE HEKOTOPBIX APYTMX HCKYCCTBEHHBIX MaKpO*
MOJIEKYJIIPHBIX KOMIUIEKCOB HEBUPYCHOW MPUPOAbI (CHHTETUYECKHUX MEM-
TUJIOB, KATHOHHBIX WJIM JUTIHAIHBIX JUTAH/IOB, B YaCTHOCTH TUAPOPOOHBIX
MOJINKAaTUOHOB), Ha OCHOBE KOTOPBIX CO3/1aHbl CUCTEMBbI, 00€CTIeYMBaIOIINE
MIEPEHOC TEHOB B OlpejesieHHble TKaHUu. ClenyeT OTMETUTh, MTO B Ipel-
MPUHUMAEMBIX MOMBITKAX FT€HOTEPAIINH YEIOBEKA UCIONb3YIOT, PA3HbIC MY-
TA TEPEHOCA HOPMAJBHBIX TE€HOB. TakoW mepeHoc (TPaHCreHo3) OcCy-
LIECTBJISAIOT JINOO MyTEM BBEACHUS HEOOXOIMMBIX T€HOB B BBIJICJICHHBIE U3
OopraHu3Ma COMaTU4YeCcKHe KJIETKH (In Vitro) ¢ JaJbHSUNINM UX BBEIACHUEM
B OpraHbl WJIM KPOBOTOK, TUOO MPOBOJAT MPsIMOi TpacreHos (in vivo), uc-
MOJIb3Ys] PEKOMOMHAHTHBIN BEKTOP C HEOOXOANUMBIM T'€HOM.

['eHHas Tepanusi HAXOAUT MPUMEHECHHUE, B JICUCHUN PA3IMYHBIX MOHO-
T€HHBIX, MYJIbTU(PAKTOPUATbHBIX, HHOEKIUMOHHBIX 3a001€BaHNN YEIOBEKA
n gaxe npu nonsiTkax Jeduenus CIIMHa. B Hacrosiiee Bpemst BeayTes pa-
OOTBHI IO TEHHOU Tepanuu reMO(UIINH, TSHXKEJIOr0 KOMOMHUPOBAHHOTO M-
MyHOZI€(pHUIIUTA C HEAOCTATOYHOCTHIO aJ€HO3MHAE3aMUHA3bl, MHOJIUCTPO-
¢un dromenna, 6one3nu [laprkuHcoHa, paka U aTepOCKIepo3a.

Xopoiuid 3p¢eKT rpaHereHos3a in vitro MoJy4eH npu JCUeHUH UMM Y-
HOZC(PUIUTA C HEJOCTATOUYHOCTBHIO a/ICHO3MHAE3aMUHAa3bl IIyTEM BCTpaH-
BaHUS I'eHa 3TOro _(pepMeHTa 4yesloBeKa B MOHOHYKJIEAPHBIE KJIETKH MepH-
(depudeckoil KpoBU, M3BICYEHHBIE M3 OpPraHu3Ma, ¢ MOCIEAYIOIIUM BO3-
BpalIeHUEM TaKHUX KJIETOK OOpAaTHO B OPraHu3M.

Hmerotcs coOo0IIeHHsI 0 BO3MOXKHOCTH JIEYEHUS] METOJIOM F€HHOM Te-
panuu CEMEWHOM TUIIEPXOJECTEPUHEMUN, NPUYMHOU KOTOPOU SBIISIETCS
HEJOCTATOYHOCTh PELENTOpa JIMIONPOTEMHOB HU3KOM MmioTHOCTH. Hop-
MajbHbId T€H pELEenTOpa JUMNONPOTEUHOB BBOAWIM B KJIETKH NEYEHU
OONBHBIX C MOMOIIBID PETPOBUPYCHOTO BEKTOpa 1n Vitro, a 3aTeM TaKue
KJIETKM BO3Bpalllaji B OpraHu3M 0oJibpHOro. [Ipu 3TOM y 01HOTO 607IBHOTO
YAAI0Ch MOJYYUTh CTOMKYIO PEMUCCHIO CO CHUKEHHEM YPOBHS XOJIECTE-
puHa Ha 50 %.

B nacrosiniee Bpemsi pa3zpabarbIBaeTCsl psiJ MOAXOJOB ISl JICUEHUS
HEKOTOPBIX OMYXOJEH T€HHO-WH)KECHEPHBIMU METOJAMH. Tak, Hampumep,
JUISL JICUEHHS] MEJIAHOM HMCHOJb3YIOT HHPUIBTPUPYIOUIUE OIYXOJIb JIUMPO-
LUTHI, B KOTOpbIE BBEJIEH I'eH (akropa Hekposa omyxonu. [Ipu BBeneHuun



TakKuX JUM(QOIUTOB B TMOPAKEHHBIM OpPraHU3M HAOIIOJaeTCsA JIeUeOHBIN
addekt. IMeroTcs faHHbIE 0 BO3MOXHOCTH JICUCHUSI OITyXOJIei TOJI0BHOTO
MO3Ta MPU UCMOJb30BAHUU PETPOBUPYCHBIX BEKTOPOB, KOTOPHIE MEPEHO-
caT oOnamaromuii jgedeOHbIM 3(PGEKTOM TPAHCTEH TOJBKO B JEJSILIUECS
KJIETKU OTMyXOJIM, HO HE 3aTParuBaroT MpU 3TOM HOPMAJIbHBIC KIIETKH.

Taxkum 00pazom, B OyyliemM reHHas Tepamnus MOXKET CTaTh OJTHUM W3
BEYIIUX HAIMpaBJICHUN B JICUCHUU HACIEACTBEHHOM MATOJIOTUU YEJIOBEKA
B CBSI3U C BO3MOXHOCTBIO UCIPABIIATh ()YHKIIMU T€HETUUYECKOTO armapara
00JBEHOTO, HOPMAJIN3YS TAKUM 00pa3oM ero GeHOTHII.

ba3ucHble TEpMUHBI M TOHSTHSA: BUPYCHBIM BEKTOP; TeHETHMUECKas
WHXXEHepus; TeHHas Ttepanus; reHocoma; JJHK-ummynuzamus; AHK-
JUTIOCOMHBIA KOMIUIEKC; UMMYHHBIA OTBET; MAaTOreHEeTHYecKOe" JICUCHHE,
PETPOBUPYCHI; CUMIITOMaTHYecKoe JiedeHue; crpykrypa HHK-nunocoma;
TPAHCTE€HO3; ITUOTPOITHOE JICUCHHUE.

['ennast Tepamnusi, HampapJieHHAs Ha JICYCHHE MBILICUHON CIa0OCTH y
MOKUJIBIX JIFOJIEH U HACJIEJCTBEHHOTO 3a00JI€BAHUS "MHOIUCTPOPUN BIOX-
HOBWJIa CHOPTCMEHOB, CKJIOHHBIX JIJISl TOCTUKECHUS BHICOKMX CIIOPTUBHBIX
pPEe3yIbTATOB MPUMEHSATH JONUHTH. BCeMHpHBIN aHTHUIOMUHTOBBIM KOMU-
TET Ja)xke oOpaTUiICA K YUYEHBIM C MPOChOOK TIPUOCTAHOBUTH MPOHUKHOBE-
HU€ T'€HHOU Tepanuu B cnopT. Pedp 0. BHICOKOTEXHOJOTMYECKOM CIOCO0E
MOIIICHHUYECTBAa B CIIOPTE.

JIbpkHUK Dpo MsHTIOpanra;-3aBoeBaBiuil B 1964 r |l Onumnuiickue
MeJaial, UMeeT MYTAIMi0, HOBBIIAIONIYI0O YPOBEHb YPUTPOILIUTOB 32 CUET
OOJIbIIIEH YYBCTBUTEIBLHQCTUNK 3PUTPOINOITUHY. ECTh JaHHBIE, YTO OJWH
13 4eMIIMOHOB Mupa Ho, [iItaHre UMeJl MyTallUio B TeHE MUOCTAaTHHA.

[TpoayKT CHHTETHYECKOTO TPAHCTEHA HE OTIWYUM OT HATYpaJbHOTO.
EcrecTBeHHble KOMOMHAIIUM TE€HOB TOXE MOTYT JaBaTh MPEUMYIIECTBA.
Ectb onacHoCTh, 4TO OYIYyIIMX CHOPTCMEHOB OYIyT OTOMpPATh MO I'eHETU-
YECKOMY CTaTyCy

Takum “0o0Opa3om, TeHETHYECKas PEBOJIIOIHUS, anodpeo3oM KOTOopoi
SABWJIACH TCHOTEpAIvs, HE TOJBKO MpeJjaraeT MyTH JICUYEHUS THKEIbIX
HACJIEICTBEHHBIX W HEHACJIEJACTBEHHBIX 3a00JI€BaHUM, HO U B CBOEM CTpe-
MUTEIIbHOM Pa3BUTUM CTABUT MEpe]] OOIECTBOM HOBBIE MTPOOJIEMBI, pellie-
HIE KOTOPBIX HEOOXOAMMO YK€ B OJIKaniieM Oy ayIiem.

Jlumepamypa:
1. IleBuenko, B.A. I'eneTuka yemoBeka / B.A. IlleBuenko, H.A. To-
nopuuHa, H.C. CtBonunckas. — M.: Binagoc, 2004. — 240 c.
2. llMunkos, B.II. O6mas u megununckas reaeruka / B.I1. I{unkos,
I'.H. KpuBomeuna. — M.: Akagemus, 2003. — 256 c.



JIEKIINWA 10. KIOHUPOBAHUE YEJ/IOBEKA U KUBOT-
HbBIX

1. OTKpBITHE KIIOHUPOBAHUS
2. OcOOEHHOCTH U 3Tarbl KIOHUPOBAHUS

1. OTKpbITHE KJIOHHPOBAHUS

Hctopus knonupoBanus HaunHaeTcsa B 40-¢ rogsl XX B., KOrga pocs
cuiickuii 3mopuoior npodeccop I'eopruii BuxropoBuu Jlomamios., pas-
paboTan MeToa mepecaaku (TPaHCIJIAHTALMM) siAep B SUIEKIETKY Jis-
rymku. B utone 1948 r. on ornpasun B “XKypHan oOuield buogorun” cra-
ThIO, HAITUCAHHYIO 110 MaTepualiaM COOCTBEHHBIX IKCIEPUMEHTOB. OTHAKO
Ha Oeny I'.B. JlomamoBa B aBrycre 1948 roma cocrosuiaCh medajabHO W3-
BectHas ceccuss BACXHWJI u vabop crateu ['.B. JlonamoBa, npuHATON K
nevatu, ObUT pacchlliad, MOTOMY UYTO OHA JOKa3blBajd BEIYIIYIO POJIb sipa
U COJZEpXKaIIUXCsi B HEM XPOMOCOM B WHIMBUIYAIbHOM DPa3BUTHUU Opra-
au3MoB. Pabory I'.B. JlonmamoBa 3a0b11u, a B4,50-¢ TOabl aMEpHUKAHCKUE
smOpuosiorn bpurrc 1 KuHr BeIMOJTHWIN/CXOIHbBIC OMBITHI, U TPUOPUTET
JIOCTAJICSI UM.

3arem JlxxoH 'opnon u3 BennkoOpuraHuu ycOBEpIIEHCTBOBAI METO-
TUKYy W CTall yAQISITh U3 SIUIEKIeTKM JIATYIIKHM COOCTBEHHOE SJIpO U
TPAHCIUIAHTUPOBATh B HEE PA3HbLIE S7pa, BBIJACICHHBIC U3 CHEHHUATU3UPO-
BaHHBIX KJIETOK. B NanpHeiuieM OH Hayaja MNEepPEeca)KxuBaTh sJIpa U3 KIETOK
B3POCJIOTO0 OpraHM3Ma, B YAaCTHOCTH M3 SMUTENHS (IMTOKPOBHBIC KIIETKU)
kumeyHnka. bosee toro, Jx. 'opaod qoduiics Toro, 4ToObI SSHIIEKIETKH C
Yy)KUM SIIPOM Pa3BUBAINCH U B ONPEAECICHHOM KOJUYECTBE CIYy4aeB JO
noctaToyHo mo3paux craauil. 1 Bot 1-2% ocobell mpoxXoauwin CTaauio
MeTamop§o3a M MpeBpamiainuch BO B3pOCIbIX JISATYIIEK (puc. 1).

OHako JOCTHKEHNE TaKUX K€ YCIIEXOB B OINbBITAX ¢ MJIECKOIMUTAIOIIH-
MU OKa3aldoch MPUHIUIHUAIBHO HWHBIM JEJIOM, MOCKOJbKY KIOHHUPOBATH
MJICKOITUTAIOIIETO TEXHUYECKH ropasfio 0osee cioxHo, yeM ampuoduro. B
4acTHOCTU, TMOJYUYUTh SIUIEKICTKH MJICKOTUTAIOIIEro TpyAHEEe, 4YeM Jis-
FYIIKH, MOCKOJIBKY ATHUX KJIETOK ropas3/io MEHbIIE U I yAAJIICHUS OHHU
TpeOYIOT MHBA3UBHOW METOJIMKH. 3aT€M KIIOHUPOBAHHBIX 3apOJIBIIIEH Tpe-
OyeTrcs rnepecaauTh B MaTKy, YTOOBI BbI3BaTh OEPEMEHHOCTD JIJISI BOCIIPO-
M3BOJICTBA KJIOHA MilekomnuTaroniero. [foaToMy Ha MpPOTSKEHUHM MHOTHX
JIET KJIOHMPOBAHHUE TaKUX OOJee CIIONKHBIX BUIOB, KaK MJIEKOIUTAIOIIHE,
MPEJCTABIISIOCH JIEJIOM JIaJIeKOro OyIyIIero u B 1I€JIOM HE UHTEPECOBAJIO
HUKOTO, KPOME YUYEHBIX.
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2.“0c00eHHOCTH U 3TaNbl KJIOHUPOBAHUS

B ¢despane 1997 rona mosiBuiioch cOOOIIEHUE, UYTO B JIaDOpaTOpUu
Slna Bunsmyra B Pocnunckom mucturyte (DaunOypr, [lotnanaus) pas-
pabotanu 3P heKTUBHBIN METO/I KJIOHUPOBAHMS MJICKOIUTAIOIINX U Ha OC-
HOBE €ro.MCHOJIb30BaHus MoJy4duin oBeuky Jomnu (puc. 3). [Ipexnae Bce-
ro, eCTeCTBEHHO, HEOOXOUMO OBIJIO BBIJICIUTh OOIUTHI (SMIEKIeTKH). X
M3BJIEKIN U3 oBell mopoabl [1loTnanackas yepHoMop/as, TOMECTUIIN B U C-
KyCCTBEHHYIO MUTATEIBHYIO Cpely C T00aBICHUEM dMOPHUOHATBLHON Tes-
Ypell CBIBOPOTKHU Tpu Temrieparype 37° C 1 mpoBelid onepanuio dHyKJea-
1uu (ynajienue coOCcTBeHHOro spa). [locne 3Toro Bo3HUKIIA 3a1a4a oOec-
MeYEHUs SULEKICTKH TeHETHUYEeCKON WH(pOpMaIeil 0T opraHusma, KOTo-
pBIM HaJUIekKalo KJIOHUPOBaTh. i 3TOM 1LEAM HCIOJIb30BAIM pPa3HbIE
KJIETKH JIOHOpa, HO HamOosiee yJIOOHBIMU OKa3aJMCh JUIIOUIHBIC KIETKU
MOJIOYHOM KeJe3bl B3pOCION OepeMeHHOM OBIbI MOPOIbl DUHCKUN TOP-
ceT. DTH KJIETKH BBIBOJIWIIA U3 CTAJIUM POCTA KJICTOYHOTO IUKIA, pa30aB-




TSl CBIBOPOTKY, M 4Y€pE3 IISITh AHEW CIUBAIMA C SHYKJIECHUPOBAHHBIM OOIIM-
ToMm. llocnenHuii 3aTeM aKTUBUPOBAIM K PA3BUTHIO IMOCPEIACTBOM DJICK-
TPUYECKOTO yaapa. PazBuBaromuiics 3apo/Iblil KyJbTUBUPOBAIN B TCUCHUE
6 THEW B MCKYCCTBEHHOW XMMMYECKOUW Cpelie WU SIMIEBOJIC OBIIbI, MEpe-
TAHYTOM JUTaTypoil Ommke K pory marku. Ha ctagum Mopynel uinm Ona-
CTOIIMCTHI AMOPHOHBI (OT OJHOTO J0 TPEX) TPAHCIUIAHTHUPOBAIH B MaTKY
NPUEMHOM MaTEpH, TAE OHU MOTJIM PA3BUBATHCS 10 POKIACHHUS.
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N3 236 onbITOB ycnex COMyTCTBOBAJ JIMIIIb OHOMY, B pE3yJIbTaTe KO-
TOPOTO U poauiach oBeuka Jloyy, coaeprkaiiasi TEHETUHYECKUN MaTepual
B3pOCJION OBIIbI, YMEPIIEH TPHU IoJla Ha3ad. ABTOPHI UCMHOJIb30BAIM HEKO-
TOpPbIE METO/IbI, YTOOBI COMIOCTABUTH T€HOM OBEI[-JI0HOPOB U PEIIMITUEHTOB,
B YAaCTHOCTU METOJI ONPEIECICHUS TaK HA3bIBAEMbBIX MHUKPOCATEJUIMTHBIX
nocienoBarensHocTed JIHK, koTopsiii mo3BossieT uAEHTU(GUIIMPOBATH
JUYHOCTh OOBEKTa HAMoJ00ME OTIEYATKOB MAaJbLIEB, XOTS U C TOpaso
MEHBIIIEN CTENEHbI0 TOUHOCTHU. [Tocne 3Toro BuibMyT 3asBUJI, YTO TEXHU-
YECKM BO3MOXKHO OCYIIECTBUTh M KIOHHPOBAHUE YEIOBEKA, HO B+ 3TOM
Cllydyae BO3HUKAIOT MOpajbHbIC, 3TUUYECKHUE U IOPUJAYECKUE TIPOOJIeMBbI,
CBSI3aHHBIC C MAHUITYJISIIUSIMU HaJl SMOPHOHAMHU YEJIOBEKA.

[Tocie poxnaenus Jloyum IMmyTeM KIOHUPOBAHUS NOSBHUIOCH MHOTO
’KUBOTHBIX. Y CIIEIIHO ObUIH KJIOHUPOBAHBI CBUHBH, OBIIbI, KOIIKH, TPHI3Y-
HBI W, COBCEM HEJIaBHO, MYJI (HO TTOKa He co0aKu U He-00e3bsiHbl). KinoHu-
POBaHHBII MYJI MPUBJIEK K cebe 0co00e BHUMAaHHE, TOCKOJIBbKY 3TOT OHO-
JIOTUYECKUN BUJ — IMOMECH JIOIIAINA U OCJIa — B HOPMAJIBHBIX YCJIOBUSIX HE
MOKET UMETh NOTOMCTBA. [IpuMedarensHO, YTONKIIOHUPOBAHUE HE BCErAa
IPUBOJUT K BHEITHEMY CXOJICTBY, Kak 00¢T0sJI0 J€JI0 ¢ KJIOHUPOBAHHOU B
2001 r. momamrHeld KOUIKOM, KOTOpask CBOW OKPACOM OTIMYAETCS OT T'EHe-
TAYECKOr0 JIOHOpA. 3a OKPAC KOIIKH “OTBEYAIOT' HECKOJIBKO T'€HOB, IIPH-
CYTCTBYIOIIMX B X-XpOMOCOME, H{HEKQTOPHIE U3 HUX MPOU3BOJIBHO TEPSIOT
AKTUBHOCTbH B XOJ€ Pa3BUTHS 3aPOJIbIIa KOIIEK-CAMOK, ITOCKOIBKY Yy HUX
nBe X-XpoMocoMbl. Takum.00pa3oM, HEKOTOPHIE KIETKH, JaKe MOJy4eH-
HBIC Yy OJTHOTO U TOTO K€ JIOHOpa, OyAyT "OoKpamuBaTh'" KOIIKY B YEpHBIN
IBET MPU MOJABJICHUH WIPYFUX 1IBETOOOPA3yIONIUX T'€HOB, TOTJa KaK JpYy-
TU€ KIJIETKU, TOMELIEHHBIC B SQHYKIIEUPOBAHHOE SIPO U PA3BUBILIKECS B KO-
TE€HKa, JalyT pbDKUI OKpac.

Takum 00pa3om, KJIOHUPOBAHUE KUBOTHBIX MPEJCTABIISIIO Obl MHTE-
pec nnsi HEKQTOPHIX oTpaciied (hapMaleBTHUECKON MPOMBIIIIEHHOCTH U
MPOU3BOACTBA MPOAYKTOB MUTAHUS, €CIU Obl CMOTJIO OOECIEeUUTh MOCTO-
STHHBIW BBIITYCK BBICOKOKAYE€CTBEHHOW PHIHOYHOW NMPOAYKIHUH, TAKOW, KaK
MOJIOKO WJIM MSICO, TEPANeBTUYECKUX OEJIKOB M3 KO3bETO WM KOPOBBETO
MoOJIOKa Ju00 Oeyika KypuHOro siiinia (Tak HasbiBaeMbld "dapMmuHr") nuiu
K€ BHYTPEHHHUX OPTraHOB CBHHBH JJIA MEPECaTKH 4YEJOBEKYy 0e3 pucka
OTTOP)KEHHUSI €r0 UMMYHHOU cuctemoi. B 1997 r. OuorexHoioruueckas
komnanus PPL Therapeutics Inc. coBMecTHO ¢ PO3IMHCKUM HHCTUTYTOM
KJIOHUPOBaJIa OBIy NO Kinuke [0 u3 reHeTH4ecKn M3MEHEHHOM 3apo-
neimeBoit kiaetku. B momoke Ilomam comepkutcst OeloK, BbI3bIBAIOIIUM
CBEpPTHIBAHUE KPOBHU 4YEJIOBEKAa, KOTOPBI MOXKET OBITh MCIOJIB30BaH JIJIs
nedeHus: reMopuauu. MexyHapoJHbIe HOPMbI PEryJIUPOBaHUS TaKOW Me-



TOJHKH IIOKA YTO HC YCTAHOBJICHLI, 4 TC NJIM MHBIC 3KCIICPUMCHTEI 110 KJIO-
HHUPOBAHHWIO ) KUBOTHLIX TCM BPEMCHCM IIPOAO0JIZKAIOTCA.
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2 MIPAKTUYECKHWHA PA3IEJ

2.1 Ilepeuensv nabopamophvix pabom

Jlabopatopnoe 3ansatue 1 ['eHeanormveckuit meTon. AHamM3 pojo-
CJIOBHBIX

JlaGopatopHoe 3aHsiTie 2 3aKOHOMEPHOCTH HAcJie0BaHUs TPYIN KPo-
BU YEJIOBEKA

JlaGopatopHoe 3ansTue 3 M3ydeHue HaclIeACTBEHHBIX 3a00JIE€BaHHUH C
Pa3IMYHBIMH TUIIAMU HACJIEAOBAHUS

JlabopaTopHoe 3ansTie 4 YCTaHOBJICHUE I'€HOTHUIIA YEIOBEKA MOJIEKY-
JSIPHO-TEHETUYECKUMU MeToaamu. Amiutndukanus pparmentoB [JTHK
reHa ACE

JlaGopatopHoe 3aHsATHE 5 YCTAaHOBJICHHE I'CHOTHIIA YEJIOBEKAa MOJICKY-
JSPHO-TEHETHYECKUMH MeToaaMu. Amrutudukarnus Ppparmentos JJHK
reHa ACE

JlabopaTopHoe 3anaTue 6 ['eHHas NaKTHIOCKOWHUS YEJIOBEKa, Ha MpH-
mepe reHoB ACE u ACTN3

JlabopaTtopHoe 3anstue 7 PactipoctpareHue anieneil CHCTEMBbI TPYTIIbI
kpoBu ABO. Packl uenoseka
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3AHATHUE 1
I'eneasioruyeckuii MeToA. AHAJIU3 POAOCTOBHBIX

QEJII): O3HAKOMHUTBCS € FeHeaJJ0rH4YeCKUM METOA0M, 3aKPENUTDH IIOJY-
YCHHbIC SHAHHUA IIYTCM PCIICHUSA 3a/1aY 110 AHAJIU3Y POAO0CI0BHLIX

1. TeopeTnueckasi 4acTh

CyTh reHeaJornyeckoro MeToja 3aKIKYaeTcsi B COCTaBICHUU POIO-
CJIOBHOM W TIOCJEAYIONUI ee aHaiu3. BrnepBbie Takol Moaxo 1 ObUT Tipe/io-
KEH aHrMiCKUM ydeHbIM @. ['ambToHOM B 1865 T. ['eHeanornueckmnid MeTox
BKJIFOYAET JBa JTalla: coCcmasienue poOoOCIO8HbIX W HUX 2eHedno2udecKuil
ananus.

CocrasJjieHue po10CI0BHOM

COop cBeneHU 0 ceMbe HAUMHAETCS C YEJIOBEKa, Ha3bIBAEMOT0 NpoOaH-
O0om. OOBIYHO 3TO 0OJIFHOM ¢ M3y4aeMbIM 3a00s1eBaHueM. [letu oaHOM poau-
TEIHLCKOW Mapbl Ha3bIBalOTCS cubcamu (Opatbsi-cecTpbl). B OGonbmHCTBE
CJIy4aeB POJIOCIOBHAs COOMPAETCS IO OJHOMY, HJIM HECKOJbKUM TTPU3HAKAM.
PonocioBHast MOXKET OBITH MOJTHOM WM OFpanrMdeHHON. UeM OosbIle MOKo-
JICHUW TPOCIIEKEHO B POJOCIOBHOM, TEM OHA MOJIHEE U TEM BBIIIIE IIIAHCHI HA
MOJIYYeHHE TOJHOCTHIO JOCTOBEPHBIX \¢BeAeHUN. COOp reHEeTHYeCKOW WH-
dbopmaruu NpoBOAUTCS MyTEM OIPOCa, aHKETHUPOBAHUSI, TUYHOTO 0OCIE10-
BaHUsA ceMbu. ONpoc HAYMHAETCS “OOBIYHO C POJCTBEHHUKOB IO MAaTEPHH-
CKOM JMHUMU: 0a0yIIKU U AEAYUIKK MO MATEPUHCKON JMHHUH, C yKa3aHUEM
BHYKOB, JIeTel Kaxjoro/pebeHka 0alymiku u aeaymku. B poiocioBHYIO
BHOCSIT CBEJICHUS O BBIKUIBIIIAX, a00OpTaxX, MEPTBOPOKIACHHBIX, OSCILIIOTHBIX
Opakax u Jip.

[Ipu cocraBieHUU POJOCIOBHOM BEAETCS KpaTkas 3alucCh JAHHBIX O
KaKJIOM 4JIeHE POJia C YKa3aHHUEM €ro poJICTBa MO OTHOIIEHUIO K MPOOaHy.
OObIuHO yKa3bIBaIOTCS: (haMUIMs, UM U OTYECTBO, JaTa POXKICHUSI U CMEp-
TH, BO3PACT, HAITMOHAIBHOCTh, MECTO KUTEILCTBA CEMbH, ITpodeccusi, HaIu-
yue XPOHUIECKUX 3a00JIeBaHUN B CEMbE, IPUUUHY CMEPTH YMEPIIUX U JIP.

[Tocne cbopa cBeneHHil cOCTaBISAIOT Tpaduueckoe N300pakeHne pojIo-
CIIOBHOM, UCIIOJIB3Ysl CUCTEMY YCJIOBHBIX 0003HaUeHUH (puC.).

Boimonssist 3Ty paboTy, BaxHO COOMIOAATh CIEAYIONIME MTpaBUia;

1. CocraBneHre poJOCIOBHONM HAYMHAIOT C MpoOanaa. bpaTesa u cecTpsl
pacromararoTcsi B MOPsJIKE POXKJICHHS CI€Ba HAPABO, HAYMHAS CO CTApIIETO.

2. Bce uneHbl pogoCioBHOM pacmoiaratoTcsi CTPOro Mo MOKOJEHUSM B
OJIVH PS/I.

3. Ilokonenusi 0603HAYAOTCS PUMCKUMH IIUPPaMH ClieBa OT POIOCIOB-
HOW CBEPXY BHHU3.

4. Apabckumu nudpamMu HyMepyeTcs MOTOMCTBO OJHOTO IMOKOJEHUS
(0JlMH psijT) clieBa HAIPaBo.



5. B cBsA3u ¢ TeM, 4TO HEKOTOPBIC OOJIE3HU MPOSBIIAIOTCS B pa3HbIE TIe-
PHUOJIBI )KU3HH, YKA3bIBAETCS BO3PACT YWICHOB CEMbHU.

6. OTMeuaroTCst TMYHO 00CTIeIOBAaHHBIC YJICHBI POJOCIOBHOM.

['paduueckoe m3o0pakeHUE POJOCIOBHOM MOXKET OBITh BEPTHUKAILHO-
TOPU30HTAJILHBIM WJIA PACTIOJIOKEHHBIM IO KPYTy (B cllydae OOIIUPHBIX J1aH-
HbIX). CxeMa pOJIOCTIOBHOM COMPOBOXKJIACTCS ONMUCAHUEM O0O3HAYCHUM IO
PUCYHKOM, KOTOPOE HA3bIBACTCS JIETCHIOM.

I'eHeTH4ecKkuil aHAJIU3 POAOCIOBHOM

3ajaya TeHeTUYECKOTr0 aHajau3a - YCTAHOBJICHHWE HACJE/ICTBEHHOIQ Xa-
pakTepa 3a00JieBaHUS W THUIA HACIEJOBAaHMS, BBISIBIICHUE T'E€TEPO3UTOTHBIX
HOCUTEJIEH MYTaHTHOTO T'€HA, a TaK K€ MPOTHO3WPOBAHUE POXKIACHUS 0O0b-
HBIX JETEH B CEMBIX C HACJICACTBEHHOM MAaTOJIOTUEH.
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AHaJIN3 POJOCIOBHOW BKJIFOYAET CIEAYIOIIUE ITAIbI:

1. YcraHoBiieHue, ABISETCS JIM JaHHBIA MPU3HAK WK 3a00JIeBaHUE €/1U-
HUYHBIM B CEMbE UJIM MMEETCS HECKOJIbKO CiIydaeB (CEMEHHBIA Xapakrtep).
Ecnu npu3Hak BCTpeyaeTcs HECKOJIBKO pa3 B Pa3HbIX MOKOJEHUSX, TO MOKHO
MpenoiaraTh, 4YTo 3TOT MPU3HAK UMEET HACIEICTBEHHYIO PUPO]TY.



2. OnpeneneHue TUIa HACIEAOBaHUS MpHU3HAKa. J[Jig 3TOro aHaIU3UpYy-
I0T POJIOCTIOBHYIO, YUUTHIBAsI CJICAYIOIIME MOMEHTHI: 1) BCTpedaeTcs Jin U3y-
YaeMbIi MPU3HAK BO BCEX MOKOJEHUSX W MHOTHE JIM YJIEHBI POJOCIOBHOM
o0nagaroT uM; 2) OJMHAKOBA JIM €r0 YacToTa Yy JIMIl 00OUX IMOJIOB U Y JIMII Ka-
KOro 1oJjla OH BCTpedaeTcsl yalie; 3) JIMiaM Kakoro IoJia nepeaaercsl npu-
3HaK OT OOJLHOTO OTIAa U OOJBLHOU MaTepH; 4) €CTh JIM B POJOCIOBHOM cCe-
MBbU, B KOTOPBIX Y 000UX 3JI0POBBIX POJUTENICH POXAAUIUCH OOJBHBIE JETH,
Ui y 000oux OOJBHBIX POJIUTENICH POXKIAIUCH 3J0POBBIC JETH; 5) Kaxas
94acTh MOTOMCTBA MMEET HacCJeAyeMbIH MPU3HAK B CEMbSX, IJe OOJICH ‘OJIH
U3 POJUTETIEH.

B 3aBucMMOCTH OT THIIa HacjelOBaHUs OOIIas KapTUHA POJOCIOBHOM
BBITJISITUT TTO-PAa3HOMY.

CyliecTByIOT CHEAYIOIIME THUIBI HaCIeAOBaHUSL"MOP(POIOrnyecKux
PU3HAKOB:

*  ayTOCOMHO-JIOMHUHAHTHBIN;
ayTOCOMHO-PELIECCUBHBIN;
CUEIJICHHBIN ¢ X-XpOMOCOMOH (C I1QJI0M) IOMUHAHTHBI;
CIETIJICHHBIN ¢ X-XpOMOCOMOM, (€ 10JI0M) PEIIECCUBHBIN;
TOJIAHAPUYECKUU.

B Hacrosiiiee BpeMs reHeanorudeckuii METO IMIMPOKO UCIOIb3YETCs B
MPAKTUKE MEIUKO-TeHETHYECKOLO | 'KOHCYJIbTUpPOBaHUs. C €ero IOMOIIbIO
yCTaHABIMBAETCS, TJIABHBIM 00pa30oM, TUI HACIeIOBaHUs 3a00JICBaHUSA U
OTPEIETISIETCS, €CIIU 3TO BO3MOKHO, TPUMEPHBINA F€HOTUI TPOOaH/a, a TAKXKE
ero OJM3KUX POJCTBEHHMKOB, M, CaMO€ TJIABHOE, PAaCCUUTHLIBACTCS BEPOSAT-
HOCTb MPOSIBJIICHUS 00JIE3HNA B TOTOMCTBE MPOoOaHIa.

Jlnst 3a007€BaHMil| XapaKTEpHbI T€ K€ TUIBI HACIEIOBAHMS, YTO U IS
MOP-(POJIOTUYECKUX MTPU3HAKOB.

AYTOCOMHOIOMUHAHTHBIH THII HACJIEIOBAHNS:

1. BoibHBIE BCTPEYAIOTCS B KQKIOM IMOKOJIECHUH.

2. BOJIEIOT B paBHOU CTENEHU U MY>KUHUHBI, M )KCHIIUHBI.

3:BonbHOI pedeHOK poXKaaeTcs y O0NbHBIX POIUTENCH C BEPOSTHOCTHIO
100%, ecnmv oHM TOMO3UTOTHBI, 75%, €CIIM OHU T€TEPO3UTOTHBI.

4. BeposITHOCTh POXKJIEHHUSI OOJIbHOrO peOCHKA y 370POBBIX POJUTENEH
0%.

AYTOCOMHO-PeleCCUBHBIN THII HACJIEOBAHUS:

1. BosibHBIE BCTpEYAIOTCS HE B KAXKJIOM MTOKOJICHUH.

2. bosieroT B paBHOM CTENEHU U MY>KUUHBI, U )KCHIIUHBI.

3. BepoaTtHoCcTh poxaeHusi 00JbHOr0 pedeHKa y 3J0POBBIX pOJUTENEH
25%, eciu oM reTepo3uroTHsl; 0%, eciu oHU 00a, WK OJMH U3 HUX, TOMO-
3UTOTHBI IO TJOMUHAHTHOMY T'EHY.

4. Yacto nposBisieTcs: Ipu OJU3KOPOJICTBEHHBIX Opakax.

¥ X X



CuemsieHHbIH ¢ X-XpOMOCOMO# (C MOJIOM) JOMHUHAHTHBIA THII
HACJICIOBAHUSA:

1. BonbHBIE BCTpEYAOTCS B KAXKJA0M MOKOJIEHUHU.

2. boneroT B 60JbIIEH CTENEHU KEHITUHBI.

3. Ecnu oter 6071€H, TO Bce €ro 104epu OOIbHBI.

4. bonbHOW peOeHOK poKIaeTcs y OOJBHBIX POJUTENECH C BEPOSATHO-
ctbt0100%, ecnu Math romo3urotHa; 75%, €Cim MaTh T€TEPO3UTOTHA.

5. BeposatHocTh poxaeHusi 00JbHOr0 pedeHKa y 3J0POBBIX POJUTEIIEH
0%.

CuemnyieHHbi ¢ X-XpoMOCOMOM (€ MOJIOM) pelecCHMBHBIL THII HacJIe-
HOBAHMS:

1. BosbHBIE BCTPEYAIOTCS HE B K&KIOM IMOKOJICHHUU.

2. bosnerT, B OCHOBHOM, MY>KUHHBI.

3. BeposiTHOCTH posk/ieHHs] OOJIBHOTO Majb4MKa y 3MOPOBBIX POAUTENICH
25%, 6onpHOM neBoukH — 0%0.

I'oranapuYecKUd THII HACIEA0BAHMSA:

1. BonbHBIE BCTpEUAOTCS B KAXKJA0M MOKOJIEHUHU.

2. BONeIoT TOJIKO MY>KUUHBI.

3. Ecnin oTer; 6071€H, TO BCE €T0 CBIHOBBST OOJBHBI.

4. BeposiTHOCTh POXKJIEHUS OOJILHOI'O MabuMKa y OOJHHOTO OTI[Aa paBHA
100%.

2. Ki1roueBbIe CJI0BA U IIOHATHS

CocraBiieHue poa0CJI0BHBIX CuervieHHbIH € MOJIOM pPelecCUBHBbIN
I'eneanornyeckuy aHaJIn3 THII HACJIEAOBAHUS

®. I'aabTOHOM TI'onanapuyeckuii TMII HACJIEOBAHUS
AyTOCOMHO-IOMHUHAHTHBIA TN | [Ipodany

HacJieJ10BaHusA Cuocel

3. IlpakTudeckast 4acTh

3aKkpenuTh MOJyYCHHbIC 3HAHUA MyTeM PEIICHUs 3a7ad MO aHalu3y po-
TOCHOBHBIX.

3.1/ PaccMoTpuTe MpUBEACHHYIO HIKE POJOCIOBHYIO.
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Omnpenenure xapakTep HacJeAOBaHUS roJiyOOIIa30CTH U, IO BO3MOKHO-
CTH, YKQKUTE T€HOTUI POJIUTENIEH U MOTOMCTBA.

3.2. PaccmoTpuTe MpUBEIECHHBIE HIDKE POJIOCIOBHBIC U ONPEICIUTE Xa-
pPaKTEpP HACJIENOBaHUs YKa3aHHBIX TaM IPU3HAKOB:

a) JleBopykocTh
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3AHSTHE 2
3aKOHOMEPHOCTH HACJIEIOBAHUSA TPYIII KPOBH YeJI0OBEKa

[HEJIb: O3HAKOMUTBCHA C OCHOBHBIMH 3aKOHOMEPHOCTSIMH HacJjed0Ba-
HUA TPyNIl KPOBH 4YeJ0BEKAa, 3aKPelNUTh IOJYYEHHbIe 3HAHMA IyTeM
pelieHus 3a1a4

1. TeopeTnyeckas yacThb

I'enemuko-gpusuonozuueckan xapaxmepucmuka cucmemovt AB0

B 1900 r. K Jlapamrerinep onucan cucremy rpymnn kposu ABO. B
1924 r. ®. bepuumreiin ycranoBui, yto ABO-cucteMa rpyni, kpOByU KOHTPO-
JIMPYETCS CEPUEN MHOKECTBEHHBIX AJUIEJIEN OJIHOTO JIOKYCA!

N3BecTHO, 4TO HanbOoJIee U3YUYEHHOU SBIISIETCS CHCTEMA TPYIIT KPOBU
ABO, onpenenstomias 1 (0), IT (A), III (B) u IV (AB) rpymiist kpoBu. Ha no-
BEPXHOCTU 3PUTPOLMTOB MOTYT HAXOJUTHCA arrITHHOTCHbI (AHTUTEHBI) A
u B, a B miia3mMe KpoBM — arriiOTUHUHBI (aHTUTENa) a u b. B HopMme oxHO-
UMEHHBIE arTJIFOTHHOTEHBI U arTJIIOTUHUHBI COBMECTHO HE OOHAPYKUBAIOTCSI.
HyxHO oT™MeTuTh, 4TO0 A- M B-aHTUTreHBINOOPA3YIOT MHOTOYMCIEHHBIN Pl
aHTUTeHOB (A1, Az ... A; By, B, ...B).

B cucreme ABO cuHTE3 arriil@THHOTEHOB M arrJIlOTUHUHOB OIpeIeIs-
ercst amnemsivu rena |: 1%, 14, 18, Ten | kouTpommpyer u 06pasoBaHne aHTH-
T€HOB, U 00pa3oBaHue aHTUTEN, [Ipu ATOM HAOMIOAAETCS TOTHOE JOMUHHUPO-
panue amieneit 1 u 18 HaN alJieJIEM IO, HO COBMECTHOE JOMUHUPOBAHUE
(KOJOMUHUPOBAHUE) AJUIEIICH 1” 1 1. CooTBeTcTBHE r€HOTHIIOB, ArT/IIOTH-
HOT€HOB, arrJIlOTUHUHOB I TPYIN KPoBU ((DEHOTUIOB) MOXHO BBIPA3UTh B
BUE TAOIULIBL;

Cenorhnu AHTHUTEHBI AHnTHTENA Flfy:;;l
(arrIrOTUHOTEHBI) (arrIrOTUHHUHBI) p
(penoTumb)
1%° HET a, b | (0)
217, 141° A b 11 (A)
1218, 181° B a 111 (B)
1418 A, B Hem IV (AB)

Ecnu no kakum-nub0 MpUYMHAM arrjlOTHHOTEH A BCTpedaeTcsl C ar-
TUIFOTUHUHOM a WJIM arryIioOTUHOTeH B BcTpedaercss ¢ arrmoTHHUHOM b, TO
IIPOMCXOJUT PEAKUHs arTJIIOTUHALUU — CKJICUBAaHMS IPUTPOLUTOB. B naib-
HEWIIeM arrjIOTUHUPOBAHHBIC PUTPOLMTHI MOABEPraroTCs reMoiausy (pas-
PYIIEHUIO), IPOIYKTHI KOTOPOTO 5/IOBUTHI.



N3-3a KOJOMUHUPOBaHUSI HACJEJA0BaHUE rpynn KpoBu cucteMbl ABO
MIPOUCXOJIUT CJIOKHBIM 00Opazom. Hanpumep, ecinu Math retepo3uroTtHa mo |1
rpyme kposu (remotun 1”1°), a oren rereposuroren mo |11 rpymme kposu
(rerotut 1°1°), To B MX MOTOMCTBE ¢ PaBHOI BEPOSTHOCTHIO MOKET POIHTH-
csl pebeHoK ¢ JiroOoi rpynnoi kpoBu. Ecinu y matepu | rpymnmna kpoBu (TeHO-
i 1°19), a y ora |V rpymmna kposu (rerotun 1°1°), To B ux motomcrse ¢
PABHOM BEPOSITHOCTBIO MOXKET PORHTHCs peberok mwiu co |1 (remotum 171 %,
v ¢ 11 (reorum 1°1°) rpymmoii kpoBu (Ho He ¢ |, u He ¢ V).

I'enemuxo-gusuonozuueckan xapaxmepucmuka pesyc-gpaxmopa

Pesyc-cucrema (Rhesus) ompenensercs Tpems CLEIUICHHBIMI. TeHAMU
(CDE); Bce TH T'eHBI JIOKAIM30BaHbI B 1-ii Xpomocome. Hanboinee cuibHbIM
AHTUTEHOM pe3yC-CUCTEMBI sBisieTcss anTured RhD, koTopblid KOHTpoOIUpY-
eTCsl COOTBETCTBYIOIUM reHoM D. Ilpu 3ToM pesyc-nmosoxKuTenbpHas rpyIia
KPOBH IOMHUHUPYET HaJl pe3yC-OTPUIIATEIbHOM.

HacnegoBanue pesyc-(hakTopa HpPOUCXOAUT CIOXKHBIM 00pa3oM, HO,
YUUTBIBasE BEYIIYIO pojib reHa D, ero MoXHO IpeAeTaBUTh KAaK MOHOT'€HHOE
HacJICJIOBaHUE C MOJHBIM JOMUHUpOoBaHUeM; mpireHotune DD umu Dd pe-
3yc nonoxutensbhbiii (Rh'), a mpu renorume.dd — orpunatensusii (R).
CoOTBETCTBUE TEHOTUIIOB, AHTUTEHOB, AHTUTEN U TPy KPOBU MOXKHO OTpa-
3UTh B BUJIE TAOJIUIIBL:

['pymmibr
HopMmainbabie NmmyHHBIE Py
I'eHOTHIIBI AHTHUT€HBI KpOBH
aHTUTENa aHTUTENA
(benoTurb)
DD, Dd eCTh HET HET Rh*
dd HET HET eCTh Rh~

[lepemiBaHvie pe3yc—TMOJIOKUTEIBHOW KPOBU YEIIOBEKY C pe3yc-
OTPULATEALHON IPYNIIOW KPOBU MPUBOJUT K PA3BUTHUIO UMMYHHOU PEAKIINU
Ha pE3yC-aHTUICH: CUHTE3UPYIOTCS PE3yC-aHTUTENA, TO €CTh IPOUCXOIUT
MMMYHU3alKsl OpraHu3Ma MPOTUB PE3yC-aHTUIE€HA. DTOT MPOUECC MPOA0JI-
XKaetcs B TeueHue 2...4 mecdaies. Pe3yc-aHTuTena coOXpaHstoTCa B CIBOPOT-
KEJJINTENBHOE BpeMs. ECii MMMYHU3UPOBAHHOMY YEJIOBEKY NEPEIUTh pe-
3yC-TIOJIOKUTEIBHYIO KpPOBb, TO PE3YyC-aHTHUTENA pa3pyllalT pe3yc-
MTOJIOKUTEIIBHBIE SPUTPOLUTHI, YTO MPUBOAUT K TEMOJIUTHUYECKOMY IIOKY, a
HEPEIKO — U K CMEPTH YEJIOBEKA.

2. Ki1roueBbIe CJI0BA U MOHATHUSA

K Jlangmreiinep Pe3syc-¢pakTop
®. bepHiuTeitH ATITJIIOTHHOT €H
Cucrema rpynn kposu AB( ATTJIIOTHHUH




3. IIpakTHyeckasi 4acTh
3aKkpenuTh MOJYyYCHHBbIE 3HAHUA ITyTEM pEIICHHS 3ajad [0 AHAIU3Y
TPYII KPOBHU.

3.1 ¥V poaureneit, UMEIOLIUX TPETHIO U MEPBYIO TPYIIIBI KPOBU, POIUICS
peOeHOK ¢ mepBoil rpynmnoi kpoBu. KakoBa BEpOSTHOCTh TOTO, YTO HUX Clie-
IYIOIINI peOeHOK OyIeT UMETh MEPBYIO TPYIITY KPOBH?

3.2 Onna nmapa cynpyroB umeet |l u Il rpynmstr kpoBu, Bropas — 1 u V-
VY pebenka | rpynna. Onpenenute, yeld 3T0 peOCHOK.

3.3 V¥V poauteneit |l u I rpynmnsl kpoBu. Kakue rpynnsl KpOBH MOKHO
O0XHUJaTh Yy JIETEU?

3.4 Y manpunka rpymmna KpoBu AB, pe3yc monokuTeabHbIN-a y ero OpaTa
— O, pe3yc oTpunatenbHbiid. KakoBbI TpymIibl KPOBH Y poauTencii?

3.5 Marts co |l rpynmoit kpoBu umeet pedeHka c¢ I rpyrimnoit kpoBu. Ycra-
HOBUTE BO3MO>KHbBIE IPYIIIbI KPOBHU OTIIA.

3.6 Y marepu I rpynna xposwu, y otia — IV, Moryt nu netu yHacnemo-
BaTh IPyNIy KPOBHU OJTHOTO U3 CBOMX POAUTENCH?

3.7 Y manpumka | rpynma kposu, a’ yero cectpel — V. Onpenenute
TPYIIBI KPOBU POJAUTEINCH.

3.8 B cembe, e sxxeHa umeet | rpyiiny kpoBu, a myx — |V, poauscs cbiH-
nanpToHuK ¢ III rpynmoit kpoBu. ©6a poauTens pa3InyaroT 1BETa HOPMAThb-
HO.

Ornpenenure BEpOSATHOCTh POXKICHUS 3J0POBOTO ChIHA U €r0 BO3MOXHBIE
rpynnbl KpoBU. [[albTOHU3M HACIIEAYeTCsl KaK PELECCUBHBIN, CUCIUICHHBIN C
X-XpOMOCOMOW IPU3HAK:

3.9 ¥V ponureneit co |l rpynmoit kpoBu poauiics cbiH ¢ | rpynmnoit KpoBu u
remouiuk. O6a/poauTens HE CTPATAIOT ITON OOJIE3HBIO.

OnpeneinTe BEpOsITHOCTh POXKIEHUSI BTOPOTO peOCHKA 3JJ0POBBIM U €T0
BO3MOXKHbIE Ipymmbl KpoBu. ['eModuims HaciemyeTcs Kak peleCCUBHBIN,
CUEIUIEHHBIA ¢ X-XpOMOCOMOM MPHU3HAK.

3.10 Kenmuua c¢ rpymnmoi kpoBu B Bo30yauiIa €10 O B3BICKAHUM aJld-
MEHTOB MPOTUB Muctepa M ¢ rpynmnoi kpoBu O, yTBepxkaasi, 4TO OH OTEI] €€
pebenka. Pebenok umeer rpynny kpou O. Kakoe pernieHue N0MKEH BbIHE-
CTH cyAa?



3AHATUE 3
N3y4yeHnne Hac/IeICTBEHHBIX 3200/ IeBAHUI ¢ PA3JIMYHBIMU THIIAMHU
HaCJIeJOBaHUA

[HEJIb: O3HaKOMHUTBCHA C OCHOBHBIMHU 3aKOHOMEPHOCTSIMM HacJjed0Ba-
HUsA 3a00/1eBaHMil ¢ Pa3/IMYHBIMHU THIIAMH HACJIEIO0BAHUMA, 3aKPENUTh
MOJIyYeHHbIC 3HAHMS MYTeM pelleHus 3a1a4

1. TeopeTnyeckas 4acThb
3akonbl MeHnaenst
1-11 3axon Menoens — 3axkon eOunooodpazus 2udpuUO0e nepeo20-1oKoJIeHUA.

[Ipu ckpenmBaHUU TOMO3UTOTHBIX OCOOCH, OTIMYAIOMIUXCS TI0 OJTHOU
nape ajgbTepHATUBHBIX MPU3HAKOB, BCE TMOPUJIBI IEPBOFO HOKOJICHUS OYyayT
€IMHOOOPA3HBI IO TEHOTHIY (T€TEPO3UTOTHBI) U (PEHOTHILY-

Ilpasuno yucmomot zamem.

[Ipu rameroreHese y reTepo3uroT B KaXylO“HM3 raMeT C paBHOU Bepo-
SATHOCTBIO MEPEXOUT OAUH U3 ABYX aJljIesei,
2-it 3axon Menoens — 3aKoH pacuienieHus.

[Ipu ckpemuBaHuU THOPHUIOB TIEPBOLO MOKOJEHUS MEXTY CO00M BO
BTOPOM TTOKOJICHUH TOSIBIISIFOTCSI OCQOM“KAaK C JTOMUHAHTHBIMU, TaK U C pe-
LIECCUBHBIMU MTPU3HAKAMU; IPOUCXOANT paclieIuieHre Mo (EeHOTUIy B COOT-
HomieHuu 3:1 u 1:2:1 — mo reHoTuIy.

3-11 3akon Menoena — 3aKOH \He3A8UCUMO20 HAC/IE008AHUA OMOETbHBIX
NPU3HAKOE.

[Ipu ckpenmBaHMM FPOMO3UTOTHBIX OCOOEH, OTIMYAIOIIMXCS MO JBYM
napam ajJbTepPHATUBHBIX MMPHU3HAKOB, BO BTOPOM ITOKOJICHUH MPOUCXOIUT He-
3aBUCHUMOE KOMOWHUPOBAHUE MPU3HAKOB U MOSBISIOTCS THOPUIBI C TPU3HA-
KaMH, HeXapaKTepHbIMH s poautenbekux (P;) m mpapoaurenbckux (Pi)
ocoOeit. B pe3ynbpTaTe TUrHOpUIHOTO CKpEIIUBaHUS BCE MEPBOE MOKOJIECHUE
eAMH000pa3HO. Bo BTOpOM MOKOJEHUH MTPOUCXOJUT pacileIieHue mno GpeHo-
triy. 9:3:3:1.

Ycnoeus evinonnenun 3axonoe Menoensa

1 TlonpazymeBaeTcsi MoHO2eHHOE HACIe008aHue. ITO 03HAYAET, YTO 3a
ONVH MPU3HAK OTBEYAET OAWH I'eH. Toraa BBICTPAWBAETCS JIOTMYECKAs Iie-
MOYKa: «OJIUH T€H — OJIUH MOJIMMIENTU/T; OJUH MOJUTICITUT — OJUH (PEPMEHT;
oH (DEpPMEHT — OJTHA PEAKI[USL; OJTHA PEAKIUsI — OJUH MPU3HAK.

2 I'enbl, OTBEYAIOIIME 32 PA3BUTUE PA3HBIX IPU3HAKOB (HANpuMep, A U
B) He BIUAIOT APYT HA Ipyra, HE B3AMMOJIEUCTBYIOT MEXIY COOOM.

3 I'enbl, OTBEYAIONINE 32 PA3BUTUE PAa3HbIX IPU3HAKOB (HAIpuUMep, A U
B), HE crerieHbl MKy co0OM, a coueTaHus UX ajijieiel o0pa3yroTcs Ciy-
YallHBIM 00Pa30M B paBHBIX COOTHOIIICHUSX.



4 BpImonHSAETCS MPABUIIO YUCTOTHI TaMeT (MPaBUJIO0 YUCTOTHI TaMEeT He
SIBJIIETCS 3aKOHOM).
5 PaBHOBEPOSTHOCTH BCTPEUU FraMET U OOPA30BAHUS 3UTOT.
6 )KuzHecrnocoOHOCTh 0COOCH HE 3aBUCUT OT UX T€HOTHIA U (DEHOTHIIA.
7 3akoHbl MeHaenss HOCAT cmamucmuyeckuu xapaxkmep: OTKIOHEHUE
OT TEOPETUYECKH OXKHUJIAEMOTO PACIICTUICHUS TEM MeEHbIIe, 4eM OOoJblie
YUCJI0 HAOJIIOCHUH.
8 Kaxaomy reHoTuny cooTBeTcTByeT onpeneneHHbii penorun (100%-
Hasl NEHEeMPAHMHOCMb NPUZHAKOB).
9 V Bcex ocobeil ¢ AJaHHBIM T€HOTUIIOM MPHU3HAK BBIPAXKEH)B. paBHON
crenenu (100%-Has sxcnpeccusHocms NPU3HAKOS).
10 Mzy4daemble IpU3HAKUA HE CLETJIEHBI C TTOJIOM.
[Ipu HecoOM0IeHNU IEPEYUCIICHHBIX YCIOBUI HACACHOBAHUE MPU3HA-
KOB IpruoOpeTaeT 0oJiee CIOKHBIN XapaKTep.
Ilpumeuanusn
1 IIpasuno yucmomuol 2amem cghopmyauposan anenuuckuil eenemux Y. bamco.
2 Ipunyun «0OuH 2en — 00UH hepmeHm» cHOPMYIUPOBATU AMEPUKAHCKUE 2e-
Hemuxu J[oc.buon u 2. Trimym, uzyyasuiue ooMeH ewecms y niecHesoeo pudKa
HeUpOCnopbwl.
3 lonamus «neHempaHmHoCcms» U «IKENPECCUBHOCNBY 88€]l POCCULICKULL 2eHe-
mux H.B. Tumogees-Pecosckuii.

2. Ki1roueBbIe CJIOBA U MOHATHUSA

I'. Menaean CuenjieHHoOe ¢ MOJIOM HACJIe0BaHue
3akonbl Menaess 3akon Hacce

3. IlpakTH4ecKas 9acTh

3akpenuTh HOIYYCHHbIC 3HAHUS MYTEM PELICHUs 3a]1a4 M0 3aKOHOMEPHO-
CTSIMU HacleAOBaHUs 3a00J€BaHUN C Pa3IMYHBIMU TUIIAMU HACJIEI0BaHUS.

3.1 T'osyGornassiii My>X4nMHa, POJUTENIN KOTOPOrO MMENM Kapue Iiasa,
KEHUJICH HavKaperia3on )KeHIINHE, Y OTLa KOTOPOM Iia3a ObulM royosie, a
y Matepu kapue. Kakoe mOTOMCTBO MOXHO OXKHJAATh OT 3TOro Opaka, eciu
M3BECTHO, YTO I'€H KapuX IJ1a3 JOMUHHUPYET HaJl TeHOM TOITyObIX?

3.2 Muomneruss (nNepuoaAMYECKH MOBTOPSIOLIMECS MNapaluyd KOHEYHO-
cTell) nmepenaercs 1o HaClIeACTBY KaK TOMUHAHTHBIN IPU3HAK.

Onpenenure BEpPOSATHOCTh POXKJICHUS JIE€TEH C aHOMAJIMSIMHU B CEMBE, T/E
OTell FeTePO3Ur0TEH, a MaTh HE CTPAJACT MUOILJICTUEH.

3.3 DeHUITKETOHYPHS XapaKTEPU3YyeTCs cllaboymueM Tpu U30BITKE ¢e-
HUJIAJIaHWHA B KPOBU M3-3a OTCYTCTBUS (P€PMEHTA, PACILCIUISIONIETO JaHHYIO
AMUHOKHUCIIOTY, U HACJIEAYeTCA KaK PEeLEeCCUBHBIN MPU3HAK.

Kakumu MoryT OBITH €TM B CE€MbE, IJie POJUTENHU T€TePO3UTOTHBI I10
ATOMY MpPU3HAKY?




3.4 T"anakTo3eMus HacIeyeTCsl KaK ayTOCOMHBIN PEIleCCUBHBIN MPU3HAK.
D10 3a007€BaHUE YIJIEBOJHOTO OOMEHA, OOYCIOBJIEHHOE HECIOCOOHOCTHIO
UCIIOJIb30BaTh TAIIAKTO3Y. XapaKTEPU3YETCSd HAKOIJIEHUEM B KPOBU rajlaKTo-
3bl U OTCTaBaHUEM B (PU3NUYECKOM M YMCTBEHHOM Pa3BUTHUHU.

KakoBa BepOsITHOCTh pOXJEHUS OOJBHBIX JIETEH B CEMbE, IJI€ OJIUH U3
CYNpPYroB TOMO3UTOTEH IO F'e€HY rajJakTO3eMHUH, HO pa3BUTHE OOJIE3HU Y HETO
MPEIOTBPAIIEHO JUETOM, a BTOPON F€TEPO3UTOTEH MO raJlaKTO3EMUN?

3.5 ¥V denoBeka moyMmaKTHIHS (IMIECTUITATIOCTH) ACTEPMUHUPOBAHA, 10-
MHHAHTHBIM T€HOM P.

Ot Opaka reTepo3UroTHOro MIECTUIAION0 MYKYHHBI C KEHIIMHOW C HOP-
MaJbHBIM CTPOEHHUEM PYKH POJWIIOCH JIBa peOeHKa: MATUTIATBIH, |, IIIECTUTIA-
eI, KakoB reHOTHII DTUX JAeTEM?

['OMO3UTrOTHBIM MIECTUNAIBIN MYKYMHA >KEHUJICS Ha TATUIIAION JKEH-
mHe. OT 9TOor0 Opaka poausics oauH pedeHok. Kakoi ero’gpeHorun u reHo-
THUI?

3.6 Y dyenoBeka JOMHHAHTHBIN TeH A NETEPMHUHUPYET aXOHIAPOILIA3HIO
(kapIMKOBOCTB) 3a CUET PE3KOT0 YKOPOUCHHI 'CKENeTa KoHeuHocTel. Ero an-
JIeJib — PEIIECCUBHBIN I'eH a — 00YCIOBIMBaeT ‘HOPMaAIbHOE CTPOCHUE CKelle-
Ta. JKeHInHa, UMEIas HOPMAJIbHOE CTPOCHUE CKEJIETa, BBIILIA 3aMYyX 3a
MY>K4YMHY, T€TE€PO3UTOTHOrO MO axoHApoIliazun. KakoBa BEpOATHOCTh POXK-
neHus peOeHKa ¢ aXOHPOTUIa3uei?

JKeHuuHa ¢ HOpMaJIbHBIM CTPOGHHUEM CKEJIeTa BbIILIA 3aMYXK 32 MY>KUH-
HY, TOMO3UI'OTHOIO MO axQHJporuiazun. KakoBa BEpPOSITHOCTh TOrO, UTO MX
pebeHoK OyIeT cTpagaThAXOHIPOILIa3Uei?

3.7 Y 4denoBeka TeH, BRI3BIBAIONINI OJHY U3 (OPM HACIEICTBEHHOU TITy-
XOHEMOTBI, PEIIECCUBEH 110 OTHOIIEHUIO K T€HY HOPMAJIBLHOTO ClyXa.

1. Kakoe moTQMETBO MOXKHO OXKHAATh OT Opaka reTepo3UTrOTHBIX POIUTE-
nei? 2. Ot Opaka riyXxoHEMOU KEHITUHBI C HOPMAJIbHBIM MY>KUYNHOW POIMII-
csl TIIyXOHEeMOM pedbeHok. OnpenennuTe reHOTUIIBI POIUTENEH.

3.8 (Y “uenoBeka CMOCOOHOCTh OINYIIATh BKYC (PEHHUITHOMOUYEBUHBI
(OTM), sBnsieTcss JOMUHAHTHBIM OpPU3HAKOM. «OUIyIIAI0IMe) WHAUBUIYY-
MBL (7T wnu Tt) BOCHpUHUMAIOT KaK 4pe3BbIYAHO TOpPbKHE, JaXKE OYCHb
CUIBHO pasz0aBieHHble pacTBOpbl DTM, Torja Kak «HEONIYIAIOIIUE» He
BOCITPMHUMAIOT BKYC ATOTO BEIIECTBA U B ropas/io 0oJiee BHICOKUX KOHIICH-
Tpanusx.

a) KakoBbl reHOTUIIBI CYIIPYTOB, €Ciu camu OHM omlymiatoT Bkyc ®TM, a
OJINH U3 UX TPEX AETEH SBISIETCA «HEOU[YIIAOIIAM?

0) Kakux (peHOTUIIOB U B KaKHWX OTHOIICHUSX MOYXHO OXHUJATh B MOTOM-
CTBE OT CIEAYIOIINX CKPEIINBAHUN:

reTEPO3UroTa X reTepO3UroTa,

TOMO3UTOTHBIN «OUTYIIAIOMINIY UHAUBUIYYM X T€TEPO3UTOTA,

FeTEPO3UTOTa X «HEOIIYIIAOIHIN» UHIUBUIYYM?



3AHATHE 4
YcTaHoBJ/IeHHE TEHOTHUIIA YeJI0BeKA MOJIEKYJISIPHO-TEeHETHYEeCKMMHU
Metoaamu. Boiaesienue renomaon JJHK u3 saykapuoruueckux KieToxk

[HEJIb: O3nakomuThbesi ¢ MeToAaMu BbijejaeHuss reaoMHon JJHK u3 3y-
KapUHOTHYEeCKHUX KJIETOK, BblaeauTh o0pasen JHK

1. TeopeTnueckasi 4acTh

UtoObl mpoBecTy MoseKyasipHbIi ananu3 JIHK, HyXHO, npexkme Bcero,
MOJTYYUTh UX B yucToM Bujae. Mictounukom Beiaenenus JIHK cayekaT mooObie
sapocojaepkariue kietku. Hanbosee yacto npu padbote ¢ MatepuaioM deso-
BEKa HCHOJIB3YIOT JEUKOIUTHI, OYKKAJIbHBIEC KJICTKH (KICTKH-AIUTEIUS IIe-
ku). B 3aBUCMMOCTH OT TOro, Kakue KJIETKH OyAyT MCHOIB30BaHbI, HEOOXO-
JUMO T10JI00paTh ONTUMAJIbHBIE METOJIbI BBIJEICHUS, MO3BOJISIONIUE MOJY-
YUTh MAKCUMaJIbHO BO3MOKHOE KOJIMYECTBO YACTOTOMIPOIYKTA.

Omoop oopasua /THK Oondicen npoxooums, 00 eObl Ui numvs, Uil Hee
cnycms 06a Yaca nocie Hezo, cledyem uzQecamos npuema menivlx uiu 2opsi-
yux scuokocmetl neped omoopom oobpazyal

[Toce rurueHsl MoJOTH pTa (TIIATENBHO CIIOJIOCHYTHh POT BOJION) YUCTHI-
MU pyKaMU B3SITh BaTHBIN anIUIMKATOP. (1IE€TOUYKY) U JepiKa ero 3a MiacTUKO-
BBl CTEPKEHb, MOTEPETh HAKQHCYHHUKOM C BHYTPEHHEH CTOPOHBI IIEYHBIX
MOBEPXHOCTEN BO3BPATHO-TIOETYIATEIIbHBIMU ABUKEHUSIMU B TeueHue 10 ce-
KYH/I, Bpalliasi BaTHYIO Najg04yKy, cOOpaTh KJIETKU SMUTEINSI BHYTPEHHEN CTO-
POHBI IIEKHU, TP ATOM CTapsACh M30eraTh IMOIMAaaHusI Ha MaJlOYKy OOJIBIIIOTO
KOJIMYECTBA CJIIOHBIL (M30eras KOHTaKTa ¢ 3y0aMu U MEIJICHHO MOBOpavYuBas
HAaKOHEYHHMK I ¢00pa KIETOK).

JlaHHy0 mpOueypy NOBTOPUTH €III€ C ABYMSI BAaTHBIMHU NaJioukaMmu. Bat-
HBIE MAJIOYKN OCTABUTH /10 MOJHOTO BBICHIXaHUS MMPU KOMHATHOM TeMIepary-
pe (1,5-279aca), nocie 4ero MOMECTUTh B CTEPUIBLHBIN MAKET C 3aMKOM (3HII-
MaKeT)., SHII-TIAKeT C MCIOJb30BaHHBIMU BAaTHBIMHM MaJOYKaM{ W 3aroJIHCH-
Hoe( 3asiBJICHUE Ha TEHETHYECKHE HCCIETOBAHUS IMOMECTUTh B OyMaKHbIN
KOHBEPT.

JIHK u3 coOpaHHBIX KJIETOK JI0KHA OBITh BhIJEICHA B T€UCHHE 24 4acoB.

Hwxe npuBogutcs CTAB-Meron, MoAu(pUIIMPOBAHHBIN NI BBIJICICHUS
JIHK u3 OykKkaiabHBIX KIIETOK.

Yupomennsii CTAB-meron Beinenenust JJHK

Boinenenne JIHK u3 uccnemyeMpIx o0pas3iioB MPOBOIUIOCH C UCIIOJb-
3oBanueM CTAB-metona, mogudunmposanHoro st Beiaenenus JJHK. Jlan-
Has MoAu(UKAIKs MPeBOCXoauT opuruHaibHbi BapuanT CTAB-merona,
COKpailiasi Bpemsi ucciaegoBanus 10 1,5 yacos.

1. I'omocenuzayus.



Batnyto manouky, coaepkaiiyro OyKKaJIbHBIM 3MUTEIUN, TOMECTUTH B
HeHTpUQYX)HBIE TIpoOupku THa «Eppendorf odovemoMm 1,5 mit, coaeprkaliye
500 Mk akcrparupyromiero 6ydepa (T = 65°C), caenyromero cocrapa: 2%
p-p 6pomuaa nermirpumerusiammonus (CTAB); 0,1 M p-p Tpuc; 1,4 M p-p
xmopuaa Harpus; 20 MM p-p tpunona b, (pH Oydepa mosoaumu HCI no 3na-
yerus §8,0). 3areM B TeueHue 5-10 MHHYT BCTpsIXUBAaTh Ha BOPTEKCE MpHU
KOMHaTHOM Temmneparype. [lociie 3Toro BaTHyr0 NaOYKy yAAIUTCA U3 MpPO=
OMpKH TIIATEJILHO OTXKaB O CTEHKHU MpoOupku. Jlanee nmpoOdupku HE0OXOAN:
MO MOMECTUTh B TBEPIOTEIbHBI TEPMOCTAT U MHKyOMpPOBAaTh B TEUEHUE S
muH nipu T = 65 °C.

2. Ouucmxa.

[locne srTama SKCTpakiuu B Kaxaylo mpoOupky mobasurs 400 Mk
xjopodopma (00beMHOe cooTHomieHue 1:1). Comep:kumoe, nepemMeniaTh Ha
ropu3oHTaibHOM Merikepe (800 muH-1) B Teuenue 10 MUH.\IIpU KOMHATHOMN
Temnepatype u nentpudyruposars npu 13000xg (T = 18-20 °C) B TeucHue 5-
10 muH.

3. Ocaorcoenue.

[To oxoHuanuu HeHTPUYrUpoOBaHUs 103aTOPOM nepeHect mo 300 Mk
CyliepHaTaHTa ¢ KaXJI0W MPOOUPKH B HOBBIE HEHTPU(DYKHBIC MPOOUPKHU THIIA
«Eppendorfy oovemom 1,5 mi1, 1o6aBurh 210 MKI U30IPOIKIOBOrO CIUPTA
(oovemHoe cootHomienue 1:0,7, koMH. Temil.). Coaepkumoe rnepeMeniaTh Ha
BuxpeBoM cmecurenie (400 muH-1) A OCTaBUTh Ha 5 MHUH. IPU KOMHATHOU
temneparype. Jlaiaee npoobupku nenrpudyruposats npu 13000xg (T = 18-
20°C) B Teuenue 10 muH.

CynepHaTtaHt cinutTh,<nojgydeHHbii ocagok JIHK mpomeite 1000 mki
70% »stanona, oxmaxaeAHsiM g0 temneparypel T = -10 °C. Conpepxumoe
npooupok neHtpudyraposars npu S000xg (T = 4 C) B treuenue 5 muH. [Ipo-
LEypy NMPOMBIBKH TIOBTOPUTH JBAXKIBI.

CynepHaTadT, CJIUTh, TPOOUPKUA PA3MECTUTH B IITATHBE C OTKPHITBIMH
kpbimkamu. Ocafiok JIHK npocymmts B Teuenue 15 mun. (T = 45 °C) no
MOJTHOTO KUCIApEHUs 3TaHOJIA.

4. Paemesopenue.

Bricymiennsiii ocagok pactBOpuTh B 50 MKJI OUMJUCTUIIIMPOBAHHON U
JEUOHU3UPOBAHHOM BOABI. [IpoOupku MHKYOMpPOBAaTH B TBEPAOTEIHLHOM TEp-
Moctate npu 45 °C B teuenue 15 mun. PactBopennyro JITHK xpanuts npu 4°C
MEPE MOCICAYIOIINM aHAIU30M 1 pH -18 °C i1 M TETbHOTO XPAHEHMUS.

2. Ki1roueBbIe CJI0BA U TOHATHS

Bblaesienue JJTHK JHK npoosI
OyKKaJIbHbIE KJICTKH LIEJIOYHOM MeTOJ
or0op odpaszua JJTHK MeTOo/1 (PEHOJIbHON IKCTPAKIIMHU

3. IlpakTH4yecKasi 4acTh
Boinenute o6pazen; JJHK 13 OyKkalbHBIX KIETOK (KJIETKH SMUTEIUS IIe-
KHM) METOJIOM IIEJIOYHOMN IKCTPAKIINH.




3AHATHUE 5
YcTraHoB/IeHHE TeHOTHIIA YeJIOBEKAa MOJIEKY IS PHO-TeHeTHYEeCKUMHU
meronamu. Amminpukanus ¢gparmentos JIHK rena ACE

LHEJIb: O3nakoMuThes ¢ MeToaamMu amiuinpukanunu ydactka JHK na
npuMepe MHCEPUHUOHHO-IEJCIMOHHOr0 mojauMoppuzmMa B 16 HHTpPOHE
reia ACE 4esioBeka.

1. TeopeTnueckasi 4acTh

Jnst ammmudukanuun yuactka JIHK ucmonssyror: BeigenennyonJIHK,
npaiimepnl (tipsimoii (F) u oOpatnbii (R)), peakimoHHy cTaHIApTHYIO
[TL[P-cmech (PCR-Mix) n ammmdukatop (“Tepruk”).

Avmumpukanusa reia ACE H. sapiens npoBoauTes ¢, BCroib30BaHuEM
npaiimepoB: npsmoii (F) — 5-CTGGAGACCACTCCCATCCTTTCT-3', 06-
parubiii (R) —5-GATGTGGCCATCACATTC-GTCAGAT-3.

Peaknmonnas crannaptHas [1L[P-cmech (PCR=Mix):

10x 6ydep 2,6 MK
MgCl, (50 Mm) 1,3 MK
cmech Hykieotuarpudocharon (ANTP) 0,5 MK
Prime Taq-JIHK nonumepasa 0,2 MK
npaiimep 1 0,8 MK
npaiimep 2 0,8 Mk
Bona nenonusupoanHas (milliQ) 17,8 MK

OO6muit 00bem peaknponHoit II[P-cMecu nomxeH coctaBuTh 24 MKJI.

Jlanee B MpoOHYMEPOBAHHBIE PEAKIMOHHBIE MPOOUPKU IJsl aMIUIUuKa-
1 oobemom 056 mit (AxXygen) BHocAT 110 24 Mk cmecu. B mpoOupky ¢ oT-
pHULIATEIBHBIM “*KOHTPOJIEM A00aBIAIOT 1 MKJI JEMOHU3UPOBAHHOM BOonbl. Bo
BCE OCTajibHbIe/ TTpoOUpPKK BHOCAT 1o 1 Mk o6pasua JIHK. TuiatensHo me-
PEMEITUBAIOT MUIETUPOBAHUEM, 3aT€M HACIAWBAIOT MO OMHOM Karuie (20-25
MKJI)"MHHepanbHoro Macia jis [P u 3akpeiBaroT npoobupku. Ilocne yero,
UEHTPUPYTUPYIOT 5 ceK mpu 3 ThIC. 00/MUH U NMOMEMIAIOT B aMILUIU(PUKATOP
(“Tepuuk’). Temneparypusie pexxumsbl [TLP mst rena ACE:

1 nmkin 94%C oo, 7 MHAH
30 1MKJI0B 94%C e 60 cex
A 60 cex
72°C oo 70 cex
1 nmki 72%C e, 5 MuH




2. Ki1roueBbIie CJI0BA U MOHATHS

Bblaesienue JJTHK HICJIOYHOU METO

OyKKaJIbHbIE KJIETKH MeTo/ (PeHOIbHOM IKCTPAKIUMN
oToop odpaszua JJHK nenarypauusa JHK

JAHK npo0sI

3. IlpakTH4ecKas 4acTh

N3 xpuornpoOUpok B3sITh pacTBOp, coaepkaiiuii BoieneHnyto JJHK.

[TpuroroButs [P cmech 110 cxeme, OMMCAHHOW BHIIIIE.

[IpoBectu ammumndukaiuo rena ACE, ncnosib3ys BhIICICHHYIO\PAHEE U3
oykkanpHbIX Ki1eTok JJHK.




3AHSATUE 6
I'eHHasi JAKTUJIOCKOIIMS YeJI0BEKa, HA IPpUMepe
resoB ACE u ACTN3

6.1 MoJiekyJasipHO-T€eHEeTHYeCKOe TeHOTUIIMPOBAHUE
yejioBeka no ajuienasim reia ACE

[IEJIb: O3HaKOMHMTBCSI € METOAAMHU JJIEKTPO(POPETHYECKOr0 aHAJU3A
JAHK B arapo3Hom rejie Ha npuMepe MHCEPUMOHHO-AEJICHUOHHOIO IO0-
aumopdusma B 16 unrpone rena ACE 4yesioBeka

1. TeopeTnueckas 4acThb

[Ipn moMomM MeToAa MOJUMEPAZHOU LEIMHON PEeAKUMU-UCCIICIOBATEIN
Hayuwinch nonydath pparmentsl JHK (aMmiaimkoHbI) pa3HbIX pa3MepoB
NPaKTUYECKU M3 JIIOOBIX BUJIOB. B Xo7€ MaHUMyJsiiud ¢ Pa3jMYHbIMH
¢pparmentamu JJTHK yacto HE0OXOAMMO OTNpenenuTs pa3Mep WM BBIICIUTD
koHKpeTHbIN yuactok JTHK u3 cmecu. Okazanock, uto ¢parmentsl JJHK ner-
Y€ BCEr0 Pa3/eisiTh C IOMOIIBIO METOIA 3JIEKTPO(ope3a B arapo3HoM reJie.
JHK-dparmentsl, nonyuennsie ¢ nomoripio, [I1IP, momemaroT B nyHku 3a-
CTBIBILIETO arapo3HOTO refsl, KOTOPbIA TIOMEIIAETCS B CIICLIUATIBHYI0 KaMepy
IJIA djekTpodopesa. B kamepe cO3HACTCS IIEKTPUUYECKOE IOJE, MOJ JCH-
ctBueM kotoporo ¢parmentsl JJHK HaumHatoT mepememarbcsi B TOPUCTOM,
TIOXO0XKEM Ha Xkelie reje (pucyHOk 1).

1 2 3 4 M

Cmecs [JHK ¢pparmenTos

i T

ARER

qunm:
Toka

- [ens

Hanecenme o6pasyos AHK
KATOA 2

Pucynok 1 — Cxemaruueckoe nzo0paxenue sekrpodopesa JIHK B arapo3Hom reie
(M — mapkepsl, 1,2,3 — o6pasnst JJHK, pa3ubix mroneit, 4 — oTpUIaTeabHbII KOHTPOJIb)

3nekTpodopes



Cxopocts npoasum:xenusst gparmentoB JJHK B reme 3aBucut oT ux
nuHbl. KopoTkue ¢parMeHThl ABMXKYTCSA ObICTpee, YeM JJIMHHbIC. JTO TM03-
BoJisieT nenoukam JHK pasHou mmmHbel oTaenutbes Apyr oT apyra. [Ipu atom
¢dparmentsl JIHK He moBpexIal0TCss U X MOKHO BbIIEJIHUTb U3 rejs 0e3
BCSIKUX TTOBPEXKJICHUI U TOTEPU OMOJIOTUYECKUX CBOMCTB.

Ecnu nocne snexkrpodopesa okpacuTh reib CHelMaibHbBIM KpacuTeaeM
3TUANYM OpomMmaoM, ces3biBaronumMcs ¢ JIHK u nmomectuts renp noa yib-
TpadHOJIETOBBIA CBET, TO HA HEM OYAyT XOpOIIO BUJHBI OKpPAIICHHBIC\B
KpPAaCHBIM IBET, PACHOJIOKEHHBIC HA PA3JIMYHOM PACCTOSHUU APYT OF Apyra
ceersamueca ppakuuu JAHK. Kaxnas takas dpakius cOOTBETCTBYET OJ-
Homy (pparmenty JIHK.

2. KintoueBble CJI0BA U OHATHS

¢pparmentsl JHK MapKepbl MOJIEKYJIAPHBIX Macc
MaHMOYJAUMM ¢ ¢parMeHTaMM | TPAHCHLJIIOMUHATOP
JHK 3JIeKTpodopeTHIecKas Kamepa

3JIeKTpo(ope3 B arapo3HOM reJie
yjieKkTpodopeTnyeckas Kamepa
KPacCUTeJIb 3THIUYM OPOMMIJL

3. [IpakTH4yeckasi 4acThb

[TpoBectu anexrpodopernyeckuii ananu3z JJHK B arapo3nom reme Ha
IpUMEPEe MHCEPLMOHHO-ACIEHMOHHOI0 nojaumMopdusma B 16 MHTpOHE reHa
ACE uenoBeka. OcBOUTh METONMKY pemieHus 3aaa4 no [11[P-ananuzy.

3.1. B 17-ii xpomocome denopeka Haxoautcs red (ACE), koaupyromnuii
BOKHBIA O€JIOK, KOTOPHIM HA3bIBACTCS AHTHMOTEH3UH-NPEBPAINAKO UM
¢epment (angiotensin converting enzyme, ACE). MosekynspHbie TeHETUKH
MPOAHATU3UPOBAIH STOT I'€H U YCTAHOBUJIM MOJIHYIO €r0 HYKJICOTHAHYIO MO-
cnenoBarensHOCTh. I'eH ACE umeer BenuuuHy Oosiee 23 ThIC. HYKJICOTH/I-
HBIX Tap M\ COCTOUT U3 26 3K30HOB U 25 HHTPOHOB (PUCYHOK 2).

rEHACE .
Chr. 17921 Ix3on 1 8 15 17 21 26

/D nonuMop(U3M (287 bp) |

Pucynok 1 — CTpyKTypa reHa aHrMOTeH3MH-KOHBePTHPYIoLIero pepMeHTa YesioBeKa

Oxkazanock, uto B 16-M nuntpoHe rena ACE, koTopbIit HacUUTHIBaeT OoJiee
1800 nH.m. BcTpeuaercs aenenus (BeinageHue) dparmenta JJHK BenuunHowm
287 u.n. UHBIMU CIOBaMH, B MOMYJSIITUSAX YeJIOBEKA UMEETCS MOTUMOPHU3M
no reny ACE, xotopslii 3akmtodaercs B Hammuuu (| - insertion) uiaum otcyr-




creum (D — deletion) pparmenTa anmuHON 287 map HYKJICOTHIOB B MHTPOHE
16.

Yuensie, ¢ momonpio Merona IIIP-ananu3a HaydnImch aMIIuGHUITAPO-
Bath (pparmenT JIHK u3 16-ro narpona BenumuuHoi okojo 0,5 k6, B KOTOpoM
nokanu3oBaHa nenenus. [Ipu snexrpodopese B arapo3Hom resne pparMeHThI
JIHK B xotopeix He npousonuio aenenuu (1) u ¢ nemenumeit (D) nerko otne-
JSA0TCS apyr oT jpyra. Hike mpeacTtaBieH 31eKTpOo(POpEeTUUECKUA CIEKTP

¢parmenToB JIHK 3toro yuactka y 6 dyenoBek (pucyHOK 3).
1 2 3 4 5 6

477 ..

190 n.m.

Pucynok 3 — Duekrpodoperpamma cnexkrpa JHK-¢gparmenToB u3 16-ro unrponay 6
npejacTaBuTe/Iell eBpONeicKoii pachl.

Onpenenure reHOTUIbI ATuX Jroaen o 1syM amiensMm | u D rena ACE.

3.2. Ilpu anammze nomumopdusma mo amiensm | u D rena ACE y
CIIOPTCMEHOB-TPEOIIOB BBICOKOIO Kjacca OB OOHAPYKEHBI CICAYIOIIHE

regorunsl: 1-3—1/D, 4 — /K5 —1/D.
1 2 3 4 5

477 Hems

190 n.m.

N300pa3ute cxeMaTH4ecku Ha 3JeKTpodoperpaMMe CIeKTpbl (pparMeH-
toB /IHK y 31X cnoprcmMeHOB.

3.3. Y cIOpTCMEHOB IMITAHTUCTOB YPOBHSI MacTEPOB CIIOPTA U BHIIIE OBLI
npoananu3upoBad noaumopdusm no reny ACE. M3o0pasurte cxematuue-
CKH Ha 3JiekTpodoperpamme criekTpsl pparmentoB JJHK y mectu cnoprceme-
HOB, €CJIM MX TeHOTHUIBI 1o ayuiessiM | u D Oputu crienyrommmu: 1,2 — D/D,
3,4-1/D, 5,6 - D/D.



3.4. B 16-m untpone rena ACE uyenoeka coaepxxutcs 1857 nykneoruu-
HBIX Hap. YYacTOK ACICIUN COCTOSIIMN 13 287 H.II. HAXOAUTCS BO (pparMeH-
te or 1451 pgo 1738 nmykneoruaa. Huxke npuBeieHa mocCien0BaTEIbHOCTh
HykieotuoB JIHK 16-ro untpona ot 1321 10,1857 Hykieoruna Yyactok
Aenenun BeiaeacH yepaeiM (Www.ncbi.nlmmih.gov/GenBank 1D:X62855.1,

477 n.m.

190 n.m.

NG_ 011648.1).

1321
1361
1401
1441
1481
1521
1561
1601
1641
1681
1721
1761
1801

1841

Kakoii Oyner coctaB mpsimoro npaiimepa (F-forward), pasmepom B 24
HYKJIEOTH1a (KOMIUIEMEHTapHOro unemnoyke 3'-5'), ecam Mbl XOTUM, YTOOBI
BMECTE C YYaCTKOM JIeJICIUH ObLIT aMITTH(GHUIMPOBAH M IPEIIICCTBYOIIHIA

gtctgcagca
tgctggagac
cctgctgcect
ggagtctcgc
gatctcggcect
cattctcectg
cgcccgecac
agagacgggg
ctcctgacct
gctgggatta
tcgccaattt
cttacaagca
ttcaaccccc

tgtgcceagyg
cactcccatc
atacagtcac
tctgtcgccc
cactgcaacg
cctcagcctc
tacgcccggce
tttcaccgtt
cgtgatccgce
caggcgtgat
tattccagct
gaggtgagct
taccag3d'

ccggggactc
ctttctccca
tttttttttt
aggctggagt
tccgcectecce
ccaagtagct
taattttttg
ttagccggga
ccgcctegge
acagtcactt
ctgaaattct

aagggctgga

(dbparMeHT UHTPOHA, BETUYMHON 48 HYKJICOTUIOB.

3.5. Ilpsamoii npaiimep (F) mist ammmdukanuu natpoHa 16, cogeprkaiie-
ro JeNenuo pa3MepoMm 287 H.I. UMEET CIEAYIONIYI0 MOCIEI0BATEIbHOCTD:

5-CTGGAGACCACTCCCATCCTTTCT-3.

S'tcaagcacgc ccctcacaggeactgctgagg ccctgcaggt

tgtaagccac
tttctctaga
tttttgagac
gcagtggcgg
gggttcacgc
gggaccacag
tatttttagt
tggtctcgat
ctcccaaagt
ttatgtggtt
ctgagctccc
gctcaagcca


http://www.ncbi.nlm.nih.gov/GenBank

Kakoii 6ymer cocrtaB oopaTHoro mpaiimepa (R-reverse), comepskaiiero
24 nykneotuaa (KOMIUIEMEHTApHOro uenodke 5'-3'), eciim Mbl XOTHM aM-
mwmmdunrposats yuactok JIHK, pazmepom 477 H.1., comepKamiuil 1eJeIuio,
ocTaToK 16-ro MHTpOHAa W 24 HYKJIEOTHIa HAYaJbHOW YaCTH MPHUIIETAFOLIETO
sk30Ha 17. [locnenoBarensHOCTh HyKJIeoTn10B JIHK 16-ro naTpona ot 1381
no 1857 mykneoruaa, a Takxke nepsbie 113 HykineoTu0B 3k30Ha 17 npuse-

JICHBI HUKE.
16 wmHTPOH

1381 b5'ccggggactc tgtaagccac tgctggagac cactcccate
1421 ctttctccca tttctctaga cctgctgcct atacagteac
1461 tttttttttt tttttgagac ggagtctcgc tctgtcgecc
1501 aggctggagt gcagtggcgg gatctcggct cactgcaacg
1541 tccgecctcece gggttcacge cattctcctg cctecagcecctce
1581 ccaagtagct gggaccacag cgcccgccac tacgcccggce
1621 taattttttg tatttttagt agagacgggg tttcaccgtt
1661l ttagccggga tggtctcgat ctcctgacet cgtgatccgce
1701 ccgcctecgge ctcccaaagt gctgggatta caggcgtgat
1741 acagtcactt ttatgtggtt tcgeceaattt tattccagcet
1781 ctgaaattct ctgagctccc cttacaagca gaggtgagct
1821 aagggctgga gctcaagcca, ‘ttcaacccce taccagd'
17 »xB0H

1 5'atc tgacgaatgt gatggccacg tcccggaaat atgaagacct

51 gttatgggca tgggagggct ggcgagacaa ggcggggaga
91 gccatcctece agttttaccce gaaatacgtgd'

3.6. IlpuBeauTe mOCIEHOBaTEILHOCTh HYKICOTHAOB B 1ienouke JJHK 16-
ro unrpoHa reia ACE, Benuuunoi 190 n.m. (6e3 ydacTka aenenuu) mocie
aMIUTH(HKAIMY y9acTKa ¢ mpaiiMepaMu CIeAyIomero cocrapa: npsamoii (F) —
5'-CTGGAGACCACTCCCATCCTTTCT-3', obpaTHbIii (R) - b5-
ACGTGGCCATCACATTC-GTCAGAT-3.

3.7 Jleneumss D B 16-m untpone rena ACE otHocutcs k kimaccy Alu-
noBTOpoB — pparmentoB JJHK Beamuunoit okoso 300 H.., KOTOphIE MOTYT
MoBTOpATHCS B TeHoMe Oosiee 100 pas. B kaxaom nostope ectb cailt AGCT,
KOTOPBIA MOXET paspe3atbcsi pecrpukrazoir Alul. Eciu mpoBectn amrmu-
¢ukamuio pparmenta [JHK 16-ro nuHTpOHA (C YyIaCTKOM JIETCITUHN) UCIIOIB3YS
IIparMepPsI CJIEAYIOLIETO coCTaBa: PAMON (F) — 5'-
CTGGAGACCACTCCCATCC-TTTCT-3', oOpataei (R) -  5'-
ATGTGGCCATCACATTCGTCAGAT-3' u pa3pesarh NoJy4eHHBIA ¢par-
MeHT pectpukrazoii Alul, To kakoii Bemu4uMHBI OyayT pa3pe3aHHbIC (par-
MEHTBI U, KaK OyJeT BBITJISICTh UX AJIEKTPO(POPETUUECKUM CIIEKTP B arapos-
HOM refne Ha Jopoxkkax 2 u 3? Ha nopoxke 1 npuBeneH cnekTp Hepa3pe3aH-
HOTO (pparmMeHTa MOJTYYEHHOT'0 TTOCIIE aMILTU(DUKAIIIH.



477 g

3.8. T'en ACTNS3 y yenoBeka JIOKaIU3yeTcsl B JUTMHHOM: IJIeYe XPOMOCO-
Mbl 11 1 KoaMpyeT OeloK 0. — AKTMHHMH-3, BBHIMOJHIIOLMI BaXXHYIO CTPYK-
TYPHYIO pOJb B Z-AUCKaX. DTOT OEJIOK YMOPSI0YUBACT, MACCUB aKTHHOBBIX
MUOGUOPWILI, a TaKKe B3aUMOJIEHCTBYET C PSAIOM- CUTHAJIBHBIX OEIKOB U
dbepmenToB. [lepunut o-akTUHMHA-3 B OBICTPOCOKPAIIAIOIINXCS BOJIOKHAX
CKEJIETHBIX MBI CHHYKAET CKOPOCTHO-CUJIOBBIE BO3MOKHOCTH YEJIOBEKA.

B xoze MoJIeKyJIIpHO T€HETUYECKOI0,aHajln3a ObLIO YCTAaHOBJIEHO, YTO
NPUYMHOW HEIOCTaTKa Oelka o-aKTUHHHA-3 SBISICTCS OJHOHYKJICOTHIHAS
MyTalus B pe3yjabTare KoTopoi, B 16-Mmak30He rena ACTN3 nuro3un B 577-
M TPUIUIETE 3aMellaeTcss Ha TUMUH:., ToueuHass MyTaius OpUBOAUT K TOMY,
9TO TPHUILIET, KOAUpyronui amuHokucioTy apruaud (CGA), nmpeBpaiaercs
B cTon-KoJ0H (TGA), 1 CHHTE3-TIOJIMIENTHIHON 1IEeNH O-aKTUHUHA-3 MpepHhI-
Baercs (pucyHok 4). TakumM\00pa3zoM, B MOMYJIAIMUSAX YEIOBEKA BCTPEUACTCS
nBa amens rena ACTN3 ~Hopmanbsbiil 5S77R u MmytanTHbil 577X, KOTOpBIE
omnpenensaoT tpu reaotuna — RR, RX u XX. ¥V naun roMmo3urotaeix no X-
ajyiento OeJoK O~aKTMHHMH-3 B MBIIILAX OTCYTCTBYET U OHM HE MOTYT JIO-
OUTHCS BEICOKUX JIOCTHKEHUN B CHUJIOBBIX BHUJIaX CIIOPTA.

aK30H 16
IKIOH 15 —| GeT %—} GAC ’— CGA +—| GAC +—— 3K30H 17
- Ala =—— Asp — Arg — Glu
R-annene
3K30H 16
2K30H 15 —— GCT H GAC ’— TGA I GAC 1 3K30H 17
|
— Ala — Asp — sto
P P X-annenos

Pucynok 4 — Cxema onHonykJieoTuaHoi 3amennl C/T B 16-m 3x30He rena ACTN3



VYuensie, ¢ momompto I11P-ananuza pazpaboTtanu MeTo aMIUTUpUKaAIIIN
JAHK u3 16-r0 3K30Ha, B KOTOPOM HAXOJAUTCS TOYKOBasg mytanus. Okazanocs,
yTo B nocienoBarenbHocTu JIHK 16-ro sx30Ha MyTaHTHOro asJese 577X
umeetcs cait pecrpukuun A pectpukrassl Ddel (CTNAG), B To Bpems
KaKk B HOpMaJbHOM -- 577R Takoro caiita HeT. [loaToMy mocne pa3pezaHus
pectpuktazoit Ddel mpoxykTel 577R amienst OyayT cocTosATh U3 IBYX (par-
MEHTOB BeMuuHOU 205 1 86 H.II., @ MPOAYKTHl MYTAHTHOTO ayens 577X =
u3 Tpex (pparmeHtoB BeauuuHou 108, 97 u 86 H.M. cooTBeTCTBEHHO. llpH
anekTpodopese B 10% moamakpuiaMyuIHOM Telie ¢ MOCIEAYIOMNUM QKpPalin-
BaHHUEM STUAUYM OPOMHUJIOM ITH (parMeHThl MOKHO OTACIUTH APYR.OT JIpy-
ra. Hmwke mpencrasinen snekrpodoperudeckuii cnektp ¢parmeaToB JIHK
ATOTO y4acTka y 6 4eloBEK €BpONEHMCKON packl (puCYHOK! 5)..Onpenenure

TEHOTHIIBI 3TUX JItoJIei no AByM ayutesisiMm 5S77R u 577X rena ACTN3.
1 2 3 4 5 6

1 1 0 0 [0 0

205 n.m. -

108 H.11.
86 Ha. | €

wd®

PucyHnok 5 — DJjiekTpodoperpaMmma cnekTpa aMian(uIUPOBAHHBIX ¢ MOCIAeay0OmIeil
pecrpukumeii IHK-¢pparmenToB n3 16-ro 3x30Ha y npeacraBuresieil eBpomneiickoi pa-
Chl.

3.9. " Ilouemy Ha snekTpodoperpaMMe PUCYHOK 5 CHEKTpa amIUTH(UIIN-
pOBaHHbBIX ¢ nocneayromeit pectpuknueit [IHK-dbparmenToB n3 16-ro sk30Ha
B 00pasie 3 oTCyTCTBYET Ppakius BeanuuHoi 205 HyKJI€OTUIHBIX nap?

3.10. Ilpum anamuze momumopdusma mo amiensm 5S77R u 577X rena
ACTN3 y cnopTcMeHOB-00PIIOB YPOBHSI MacTE€pOB CIOpPTa ObUIM OOHApyxe-
HbI cinenyromue reHotunel: 1-2 — RR, 3,5 — RX |, 4,6 — RR. U306pazure
cxemaTHu4ecku Ha anekrpodoperpamme crektpsl ¢pparmento JJHK u3 sk3o0-
Ha 16 y 3TUX CIOPTCMEHOB.



1 2 3 4 5
1 M1 0 [0 M1 0O

205 n.m.

108 n.m.
86 H.1m.

3.11. DaexkTpodopeTHYecKuii CeKTp aMmIuIMGUIMPOBAHHBIX ¢ MOCIEIY-
fomeit pectpukuneit JJHK-pparmentoB u3 16-ro sk3ona rena ACTN3 y ge-
TeW CIIOPTUBHOM IIKOJBI TpEJCTaBiIeH HUXE (PUCYHOK-6)y Onpenenute re-
HOTHIIBI AeTel 1o AByM ayiensaM 5S77R u 577X. KTo u3'HUX ckopee BCero He
CMOJKET JOOUTHCS BBICOKHUX PE3yJbTaTOB B CHJIOBBIX-BUaX criopTa’?

1 2 3 4 5 6_7 8 _9 310
1 0 0 0 0 [ 1 [0 @ [7 [0

205 H.a. v

108 H.1I1.
86 m.m. \

i

PucyHnok 6 — duextpodoperpamMma cneKTpa aMIUIM(PUUIHMPOBAHHBIX € MOcJIeayomeii
pecrpuxkuueii JIHK-¢pparmenToB 3 16-ro 3x30Ha y aeTeil CHOPTUBHOM IKOJIbI.

3.24. HwxemprBeneHa 9acth mocienoBareabHocTu renomuon JIHK rena
ACTN3 ot 18541 no 18961 HykiieoTHa, KOTOpask BKIOYAET 15-i1 3K30H U
YYaCTKH SHIpmacralomux MHTpoHOB (Www.ncbi.nlm.nih.gov/GenBank ID:
X62855. 1, NG 013304.1). HykneoTu bl 3k30Ha 15 BbIICICHBI YEPHBIM.

185471 cttgtgtcag gactgcccag gactggtggg tggcctgggg
18581 cacactgctg ccctttctgt tgcctgtggt aagtggggga
18621 caccagctga cacttcctgc ctgtcgtccc cagagectge
18661 tgacagcgca cgatcagttc aaggcaacac tgcccgaggce
18701 tgaccgagag cgaggtgcca tcatgggcat ccagggtgag
18741 atccagaaga tctgccagac gtatgggctg cggccctgct
18781 ccaccaatcc ctacatcacc ctcagcccge aggacatcaa
18821 caccaagtgg gatatggtca gtgccacctg cagccttcct
18861 cccaccccct cctgcatact gtgaccaccce tgaaatctcg
18901 ggtggcccaa gatatggaga ataaagtcca tcttcagatg
18941 tggggtctgc cacagactcc


http://www.ncbi.nlm.nih.gov/GenBank

Ha ckonbko yvacren pacnanercsa sra JIHK, ecnu paspesars ee pectpukra-
301t Ddel?

3.25. Haiinure m OTMEThTE CalThI I y3HaBaHMs pectpukrazoi Ddel B
nocnenoBatenbHocTH JJHK rena ACTN3 npuBeneHHON HUX)E. DTO MOCIE10-
BarenbHOCTh JIHK HOpManbHOTO (577R) mau myrantHoro (577X) amnens?

18541 cttgtgtcag gactgcccag gactggtggg tggcctgggg
18581 cacactgctg ccctttctgt tgcctgtggt aagtggggga
18621 caccagctga cacttcctgce ctgtcgtccc cagagectge
18661 tgacagcgca cgatcagttc aaggcaacac tgcccgaggc
18701 tgactgagag cgaggtgcca tcatgggcat ccagggtgag
18741 atccagaaga tctgccagac gtatgggctg cggccctgct
18781 ccaccaatcc ctacatcacc ctcagcccge aggacatcaa
18821 caccaagtgg gatatggtca gtgccacctglcagccttcct
18861 cccacccccect cctgcatact gtgaccaccce tgaaatctcg
18901 ggtggcccaa gatatggaga ataaagtecga*® tcttcagatg
18941 tggggtctgc cacagactcc

3.26. Kakoit Oyaer coctaB mpsimoro mpaimepa (F), pazmepom B 22 HYK-
J€0TH1a, €CIM Mbl XOTUM B nociienoBarenbnoctu JIHK u3 npenpiaymeit 3a-
naun (3.25) amMmm@uuupoBaTh BMECTEWC SK30HOM M MPEIIECTBYIOIIUN
dbparMeHT UHTPOHA BETMYUHOMN 57 ByKJICOTH IOB.

3.27. Tlpsmoit mpaitmep(F) nns ammmdukanum 5k30Ha 15 u mpemre-
CTBYIOIIETO (hparMeHTa WHTPOHA M3 3adaud (3.25) UMEET CIEeayIIIyI I0-
cnenoBateabHOCTh: SI-CTGTTGCCTGTGGTAAGTGGG-3'.

Kakoit 6yner coeraB.obpatHoro mpaiimepa (R), comepkamiero 22 HyK-
JeoTHa, €ciau Mbl XOTUM amiuuduinuposars ydactok JAHK wu3 3amauum
(3.25), comepxauiuil 3K30H, MPEAIIECTBYIOIINN (parMeHT UHTPOHA BEIUYU-
HOU 57 HYKJICOTHUIIOB U 51 HYKJICOTH HAaYaJbHON YaCTU MOCIEIYIOIIETO NH-
TpOHa.

3.28" Hcmonb3ys moCieqoBaTEIbHOCTh, NMPUBEICHHYIO B 3amade 3.25,
ONpE/ENINTE KAKOM BEIMUYMHBI OyJEeT aMIUIM(PUIIMPOBAHHBIN (parMeHT €Ciu
ST aMIUIMUKaIMU ObUTM BBIOpaHBI MpaiMepbl CIEAYIOIIET0 COCTaBa: Mps-
Mot (F) — 5-CTGTTGCCTGTGGTAAGTGGG-3', obparueiii  (R) — 5'-
TGGTCACAGTATGCAGG-AGGG-3.

3.29. Hwxke mnpuBeaeHa IMOCIEI0BATEIBHOCTh aMIUTU(PUIIUPOBAHHOTO
¢parmenta reHomHoi JIHK rena ACTN3 ¢ ucnonap30BaHUEM MPSAMOTo U 00-
paTHOTO MpanMepoB U3 3a1aun 3.28.



ctagt

tgcctgtggt
ctgtcgtccc
aaggcaacac
tcatgggcat
gtatgggctg
ctcagcccgce
gtgccacctg

aagtggggga
cagagcctgc
tgcccgaggce
ccagggtgag
cggccctgcet
aggacatcaa
cagccttcct

caccagctga
tgacagcgca
tgactgagag
atccagaaga
ccaccaatcc
caccaagtgg
cccaccccect

cacttcctgc
cgatcagttc
cgaggtgcca
tctgccagac
ctacatcacc
gatatggtca
cctgcatact

gtgacca

Kakoil BennuuHbl (hparmMeHThl osryvarcs npu paspesdanun 31oid JJIHK pe-
crpukTazori Ddel? 1 kak OyzmeT BHINIAIETh HX CIIEKTP Ha 3JeKTpedoperpam-
Me B 10%-HOM nonmakpuiaMuIHOM rese?

1 2 3 4
[ I N O R

400 g1

100 ..

[TaTomoruu MbIILILL Y TaKuX JItOJIel HEe HAaOJIt01aeTcsl, TaK KaK o-aKTUHUH-
2 KOMIIEHCUPYET €ro"0TCYTCTBHE B OBICTPOCOKPAIIAOLIUXCS MBIILIEYHBIX BO-
nokHax. Hamnune, HOpmMasibHOro 577R-ajuiens CBUAECTEIBCTBYET O IIPUCYT-
CTBUU B CKEJIETHBIX MBIIILAX OeliKa 0-aKTUHUHA-3, YTO JaeT MHAUBUAYYMaM
IPEeUMYIIECTBO | B MPOSIBJIEHUU CKOPOCTHO-CUJIOBBIX (PU3MUECKUX KadyecTB

[17].



3AHATHUE 7
PacnpocTpanenue ajuienei cucremsl rpynnsl kposu ABO.
Pacebl yesoBeka

[HEJIb: CocTaBUTBH KaApPTy PACIPOCTPAHEHUSA aJuleJiell CHCTeMbI IPYIIbI
kpoBu ABO u HacsieIcTBEeHHBIX 00J1e3Hell B 3aBHCMMOCTH OT pac 4eJsio-
B€Ka U 3THUYECKHUX TPy

1. TeopeTnueckasi 4acTh
Pacnpocmpanenue annenei cucmemul 2pynnot kposu ABO.

YToObl paccUMTaTh YaCTOTY T€HOTHUIIOB JIJISl JIOKYCOB C MHOMKCCTBEHHbI-

MU aJUIEJISIMU, UCTIONB3YIOT CIASAYIONIYI0 (OpPMYITY:
(p+q+r+...+s)° =1,

rae P, q,r ... S - 9acTOThl BCTPEYAEMOCTHU PA3IMYHBIX aJlIEeJIeH.

B cnydae pacuera yactor amnenei B cucteMe kKpoBu ABO koHe4HBIE
dbopMyJibl OYAYT BBITJISJIETH CIEIYIOIIUM 00pa3oM:

r =0, p =vV0+VA-0, g = VO+B V0,

rje p - yactota ayiens A; ( - yactota amtenst B; r - yacrora amiens 0;
A, B, 0 - vactora (heHOTHTIOB.

K Hacrodiemy BpeMEHU XOPOLIO “U3y4Y€HA 4YacTOTa PacCIpOCTPaHEHUS
ajuienie cucrtemsl rpynmbl kposu ABO' B paznuuHbix cTpaHax mupa. Heko-
TOpBIC JaHHBIC PEACTaBICHBI B TabuIie 1.1.

Ta6auna 1.1 — PacnpocTrpanensie asuiesieil rpynnsl KpoBu ABO B pa3jimyHbIX CTpaHax
mvupa (%) (Aiiaaa u gp. 1988)

[Tonysnsus 0 A B AB
Pycckue (MockBa) 33,3 37,4 22,8 6,3
b paHITy3sI 41.6 470 8,0 3,3
Kuraiimr 28.6 26,6 32,0 12,8
SAnoHHpI 30,1 38,4 21,9 9,7
ABCTpATUHATIBI 60,7 39,3 0 0
bpasunbiet (bopopo) 100,0 0 0 0

[TonyIAMOHHO-TEHETUYECKUI METOJ MO3BOJISIET MOHATH HAIPABIICHHUE
ABOJIIOLIMY B UCTOPUU YEJIOBEUECTBA B PA3HBIX CTPAHAX MUPA.

HccnenoBanus, npoBeieHHbIE B POCTOBCKONM 001acTH, BBISIBHIIM MPEOO-
naganure O rpynmbl KPOBU B CTApPhIX Kazaubux XxyTopax. B 1918 romy Owu10
BBICKA3aHO MPEAMNOJIOKEHUE, YTO cucteMa rpyni KpoBu ABO MoOXeT ObITh
noJie3Ha Uil OLEHKW M YTOYHEHHUs 3THUYECKOrO IPOUCXOKIACHUS
(Xupmdenbn).




2. Pacwt uenogeka

Pacel onpenenstor kKak NONYJIALUN OJHOTO U TOrO K€ BHJAA, HECKOJIBKO
OTJINYAIOIIHUECS B TEHETUYECKOM OTHOLIECHHWH, HO PENPOAYKTHUBHO HE HU30JIH-
pOBaHHBIE APYT OT Apyra. Packl He 00s3aTeNIbHO MPEACTABISIOT COOOM HOBBIE
BU/IbI, TAK KaK IpoLecc pacoBoil AuddepeHnnanuu pisierca oOpaTUMbIM. Y
yesoBeka pacoBas auddepeHuranys CriaxkuBajiach Ha MPOTSHKCHUM He-
CKOJIBKHAX TOCJIEIHUX CTOJIETUW 32 CUET MEXKPACOBBIX OpakoB M MHIpaLlUK
HaceneHus. [[ns oOpa3oBaHms pac HEOOXOIUMO, YTOOBI TOTOK T€HOB HE YOBIT
WHTEHCHUBHBIM, HHAYE PAChl CIMBAIOTCS U (HOPMUPYETCS €IUHBIN TeHO(OH]I.

K. JlunHeM ObLIM BBIAEJICHBl PAa3HOBUIHOCTH YETHIPEX pAC) HEIOBEKA
(adpukanckas, a3maTckasi, aMepUKaHCKas U eBpomeiickas). B~1775r. biy-
MeHOax BbIJICTNI 5 HanboJjiee U3BECTHBIX "IBETHBIX" pac deloBeKa: Oenlyto,
WIM KaBKa3CKYI (MJIM €BPOIEOUIHYIO); JKEJITYIO, WM MOHLOJIbCKYIO (MOH-
TOJIOUAHYIO); YEPHYIO, WIN I(PUOTICKYI0; KPACHYIO, WU ‘aMEPUKAHCKYIO; KO-
PUYHEBYIO, WM MAJTAMCKYIO.

XOoTs pachl BBIJIEJICHBI TOJILKO MO IBETY KOXKHy HO STHUYECKUE TPYMIIbI
pa3IMYaroTCs IO MHOTHM JAPYTUM MIPU3HAKaM )y HAIpUMeEp, YEPThI U, CTPO-
CHHE BOJIOC, TEJIOCIIOKeHUe (Tadnuna 1.2).

Tadoumua 1.2 — 9 reorpaduyeckuit.pac# 34 jioKaJdbHbIEC PAChl YeJI0BEKA
(S.Corn,1961)

I'eorpadrueckue pacsol

4. Naneiickasa
5. AdpukaHckas
6. Ménane3niicko-Tamyackas

1. EBporneiickas
2. Uagniickas
3. Aznarckas

7. ABCTpanuickas
8. MukpoHe3uickas
9. Ilonuue3uniickas

JlokanbHbIE packl

1.CeBepo-3amnaHasi €BpONencKast

18.BocTouHoadpukaHckas

2.CeBep0-BOCTOHHAS EBpPOIIEHCKAs

19.Cynanckas

3. Anpnmiickas

20.HerpurgHckas (Tponu4ecKue Jieca)

4.CpennzeMHOMOpCKast

21.banty

S.unycekas

22.bynmiMeHcKast U TOTTEHTOTCKas

6.TropKckas

23.Adpukanckue nurMmen

7. TuGeTckas

24.]lpaBujckas

8.C€BepHast KuTanckas

25.Herpurocckas

9 Knaccuueckass MOHTOJIOMIHAS

26.MenaHe3uiiCKo-TaryaccKast

10.9ckumocckas

2’7 Myppenckas (adDOpUreHsl ceBepa
ABcTpanun

11.FOro-BocrouyHas a3zuarckas

28 Kapnenrapuiickasg(aOopureHsl ce-
Bepa ABCTpaIuH

12.Ajinckas

29.MuxkpoHe3uiickas

13.Jlonapckas (caamckas)

30.ITonuuesumckas

14.CeBepoamMepUKaHCKHUE WH]ICHLIbI

31.HoBorasaiickas

15.]llenTpanbHo-aMEpUKAaHCKUE UH-
JICUIbI

32.Jlagunckas




16.FOxHOAMEPHKAHCKUE UHICULIBI

33.Herps1 CeBepHoii AMepuKku

17.0rue3zemenbpckas

34.Herps! FOxHOM AMepuku

[TonyasiuMOHHO-T€HETUYECKUE UCCIIEIOBAHUS MTOKa3alld, YTO pacrpeie-
JICHUE HACIIEJICTBEHHBIX 0O0JIe3HEH Cpelu pa3fIMYHBbIX pac U HApPOJIHOCTEH B
pa3IMYHBIX CTpaHax HepaBHOMepHO (Tabmuiel 1.3 u 1.4).

Ta6mmua 1.3 —HacJieacTBeHHbIe 00/1€3HN» XapaKTepHbIe 1JIs1 Pa3JIHYHbIX I THUYECKUX

r

ynn (O. Murynceku, 1981)

ODTHAYECKAs TPYIINa

Hacnencresennsie 0ose3H1

AdpukaHiisl

I'emornoounomnaruu, B ocooennoctu-HBS, HbC,
anb(a- u Oera-tamaccemus. HemoeraTouHOCTDH
JaKTa3bl y B3poCibIX. HemocraToyHOCTh TIIH0-
K030-6-docdar neruaporesassl, ~appUKaHCKUN
THUTI

IOxnpie adpukanmpl, ap-
MsTHE, eBpeHr-alllKeHa3!

Oxnoadpukanckas nopdupusa. Cunapom biy-
Ma. Jlepopmupyromias mbieunas auctonus. Ce-
MEWHAas TU3aBTOHOMUA. bose3Hb Tes-Caxkca.
Cungpom Mexkkenst, bonesns Humanna-ITuka. He-
IOCTaTOYHOCTE _¢akrtopa |IX (cBepThIBAEMOCTh
kpoBn). . Ileurozypus. bonesnp [ome (popma
B3POCITBIX)

Kwuraiips:

Tamaccemus (anpda). HemocTaTouHOCTD JTaKTa3bl
¥y ~B3pocibIX. HemocTaro4HocTh  TIIIFOKa30-6-
tocdar neruaporeHaspbl, KHTAUCKUNA THIT

DCKUMOCCHI, (PUHHBI

BposxieHHbIil Hepo3. AcnapTUITIII03aMUHYpUs

WNpmasausl

JledekT HepBHOM TPYyOKH, DEHUITKETOHYPHS

SITIOHIIBI U KOPEULBI

Axaranazus. bonesnp Oryum. OOmui Hacien-
CTBEHHBIN TUCXPOMOTO3

HNranbsaHim,
eBpen-cehap bl

IpEeKH,

HenocraTtouHocTs ri0oK030-6-pocdar meruapo-
reHasbl, CpeAU3eMHOMOPCKHM Turl. boie3Hn
rtokoreHHoro aeno, Tan 111. Cemelinas cpenu-
3eMHOMOpCKas Jixopajaka. Tamaccemusi (Tipe-
MMYIIECTBEHHO 0€eTa)

Hopgexiibl

JlmmcdaTrdeckuii oTek, (DeHIIKETOHYpHS

Ta6auna 1.4 — PacnpocTpaHeHHOCTh JTOMMHAHTHBIX M PelleCCHBHBIX 3200J1€BaHUil B
EBpone (O.Mwiyncku,1981)

AyTOCOMHO-TOMUHAHTHBIC AyTOCOMHO-PELICCCUBHEBIC
HanmenoBanue 0oJie3HN Yacrora, | HammenoBanme 0one3HHn Yacrora,
% %
Xopes: XaHTUHITOHA 0,50 MyKoBHCLIET03 0,50
Heiipogubpomaros 0,40 ®enmnkeronypus  kiaccu- | 0,10




YecKast

Muoronnyeckas quctpodust | 0,20 Heiporennast ~ mpmmeynas | 0,10
arpodust

Cnenora 0,10 CeproBHUTHO-KIIETOYHAS 0,10
AQHEMUST

['unepxonucrepuHeMus 2,00 I'myxora 0,20

ITomukucro3 mouek  (tum | 1,00 Cnenora 0,20

B3POCIIBIX)

Cunnpom Mapdana 0,04 YmMmcrBenHas orcranocts He- | 0,50
crerpduyeckas

Axoaporuiazus 0,02 Huctraypust 0,60

Cunnpom Dnepca-Jlannoca 0,01 [anakozemust 0,02
Bborne3ns Tes-Cakca 0,04

2. Ki1roueBbie CJI0BA U OHATHS

HaciiencrBeHHble 3a00/1eBAHUSA Xopess XaH TUHHITOHA

Yacrora BCTpeyaeMocTH 3a00J1e- | DeHWJIKETOHYPUS

BaHMsI MyxkoBucuen0o3

Pacbl 4yejioBeKa CepnoBHIHO-KJICTOYHAS AHEMUHA

3. IIpakTyecKkasi 4acTb
Hcnonb3yst KOHTYpHBIE KapThl MApa U MPEJICTABICHHBIA B BUJIE TA0JINUII
OaHK JaHHBIX COCTaBUTh KapTy.paclpOCTPAHEHUS aJlJIeed CUCTEMBI TPYIIIIbI
kpoBu ABO B pasznuyHbIX- GTpaHaM MUpa U OCOOEHHOCTH PacHpOCTpaHEHUs
HACJIEICTBEHHBIX OOJIE3HEW CpeAU pa3IMYHbIN pac U ITHUYECKUX TPYMIL.
Ycnognwie o603nauenus.

% 0 A B AB

O : 25 3CJICHBIN
ég : gg e R
75 4100 -

Ipumep. Honynsayus - pparyy3ol
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3 KOHTPO.1b 3HAHUM
3.1 IlepevyeHb BONPOCOB K IK3aMEHY

3akoHbl MeHIels U ero KOHUENIUS I'eHa.

OcHOBHas JorMa COBpeMEHHOU Onosioruu o Yorcony u Kpuky.
I'enHas Tepanus - HOBoe HampasieHue B Hayke X X1 Beka.

Tpr KOMIIOHEHTA T€HETUYECKOW PEBOJIIOLIUHU.

3akon Hacce.

PacmmdpoBka reHETHYECKOro Koja.

ToHKas cTpyKTypa reHa.

PackpbITHe MEXaHM3MOB CEPIOBUIHO-KIETOYHOW aHEMHUHU !
Tpucomus no 211 xpoMocome.

. PonocnoBnas koponessl Bukropun.

. 3akoH Xapau-BaiinOepra.

. I'pynnsl kpoBH y 4esoBeka.

. 'eHbI ¢ MHOXKECTBEHHBIMU aJUIENSIMU (ITIPUMEPHI).

. Bpoxxnennsie ommoku Metadbom3ma 1o Lappoy.

. MoXeT 1 XkeHIIuHA 00JIeTh TeMOo(pUITHei?

. TuIbl XxpOMOCOMHBIX MyTalHil 4edoBeEKa (IPUMEDPHI).

. 'ennbie MyTanuu (IpuMepsl).

. ICTOYHMKN MYTalMOHHOTO MpOLecca.

. HactoTa MyTanuii.

. MyrtareHsi.

. OCHOBHBIE TIOJIOKEHMS] MYTAllUOHHOW TEOPHH.

. OTkyna 6epyTcsi. MHQKECTBEHHbIE ajlien?

. DTanel KJIOHUpOBaHus Jlomm.

. [louemy /uts1 KJIOHHPOBaHMS OEPYT COMAaTUUECKUE KIETKU?
. [lepexoMOMHaIMs1 FTEHETUYECKOTO MaTeprala B MeHo3e.
26.
JM3MEHACTCA M 4acToTa MyTalMM MPHU WU3MEHEHUH OKPYXKarOLIEH

Bo3MO:XHO 1 KJIOHUPOBAHKE YEJIOBEKA?

cpefibr?

28
29
30
31
32
33
34
35
36

“BeTpeyaeTcs 1M CEprOBUIHO-KIETOUHAS aHEMUS Y )KCHILUH?
“YTo Takoe BBIPOKIECHHOCTh T€HETUYECKOro Koaa?

. U300pazuts moaens JJHK (cxematuuecku) no Yorcony u Kpuky.

. atb xumudeckue GopMyJibl MypHUHOBBIX HYKJICOTH/IOB.

. Jlatb xumuueckue GopMyJibl TMPUMUJOHOBBIX HYKIEOTHUIOB.

. UTo Takoe reHHas JaKTUIOCKONuUs?

. UTo Takoe TpaHCTeHHAsI 0COOb?

. 'eHHas Tepanusi, IpUMEPHI UCTIOIb30BAHUSI.

. CoeMHUTh TpU KOHTPACTHBIE AMUHOKHUCIIOTHI IENTUAHOU CBS3BIO.



37.
38.
39.
40.
41.
42.
43.
44.
45.
46.

CoeMHNUTH TPU Pa3HbIX HYKJIEOTHAA OT 3, K 5, KOHITY.

CoenMHUTh TPU Pa3HbIX HYKJICOTHAA OT 5, K 3, KOHILY.

Uto Takoe cukBeHc JIHK (cexBenupoBanue JTHK)?
[TonrumepasHas 1ermHas peakius, 00Ias XapaKTepUCTHKA U dTaIlbl.
CKOJIBKO T€HOB B T€HOME 4eJIOBeKa?

IIpoekT «I'eHOM YeIoBEKay

[111P-ananu3, Ha npumepe reHa ACE

KakoBa nons momyameii JIHK B renome uenoBeka?

NmeroTcest i reHeTU4eCcKre pa3indus CpeaId Haum?

Yto Takoe reHocucTeMaTuKa?



3.2 Kputepum oueHoK 1o AMCIHMUIJIMHE

10 6annoe (0ecamo):

- CHUCTeMAaTU3UPOBAHHbIC, TIyOOKHE U TMOJIHBIE 3HAHMS MO BCEM pasje-
JaM y4eOHOM mporpamMmbl, a TaKXKe 10 OCHOBHBIM BOIPOCAM, BBIXOSAIINM
3a ee MpeleIbl;

- TOYHOE UCIO0JIb30BAaHNE HAYYHOU TEPMHUHOJIOTHH (B TOM YHCIIE HA UHO:
CTPAaHHOM $I3BIKE), CTHJINCTUYECKH I'PAMOTHOE, JJOTHYECKHU IPABUIIBHOE M3~
JI0’KEHUE OTBETA HAa BOIIPOCHI;

- 0e3ynpeyHoe BIAJEHUE HHCTPYMEHTapueM Y4eOHON AMCUMILINHBL,
yMeHue ero 3pQPeKTUBHO UCIMOJIB30BATh B MOCTAHOBKE U PEIIEHUM ‘Hay4-
HBIX U TPO(PECCUOHANBHBIX 3a]1a4;

- BBIpaKEHHAsE CIOCOOHOCTh CAMOCTOSITEIbHO W TBOPYECKU pellaTh
CJIOXKHBIE MPOOJIEMbl B HECTAHIAPTHON CUTYAIINH;

- MOJIHOE U TJIyOOKO€ YCBOCHHE OCHOBHOM M JOMOIHMTENBHOM JHUTEpa-
TYpbl, PEKOMEHI0BAHHOW Y4E€OHOU MpOrpaMMOn M CUATIIINHBI;

- YMEHUE OPUEHTUPOBATHCS B TEOPUAX, KOHUENLMAX U HAIIPABJICHUIX 110
M3y4aeMOU NUCLUUIUIMHE U JAaBaTh UM KPUTHHMECKYIO OIIEHKY, MCIOJIB30-
BaTh HaYYHbIEC TOCTWKEHUS APYTUX TUCLHATIINH,

- TBOpUYECKasl CaMOCTOsITeNIbHAsI pabOTa ‘Ha MpaKkTUYEeCKuX, jJadboparop-
HBIX 3aHATHSX, aKTUBHOE YYaCTHE B TPYNIOBBIX OOCYXICHUSIX, BBICOKUN
YPOBEHB KYJIbTYPBI UCITOJTHEHHUS 38 JaHUM.

9 oaanoe (0eeamo):

- CHCTEMaTHU3UPOBaHHBIC, NIyOOKHE U TOJIHbIE 3HAHUA IO BCEM pasje-
JaM y4eOHOM TTpOTpaMMbl;

- TOYHOE MCIO0JIb30BAHUE HAYYHON TEPMHUHOJIOTUU (B TOM YKCIJIE HA UHO-
CTPaHHOM SI3BIKE)\CTUJIMCTUYECKH TPAMOTHOE, JIOTUYECKH MPABUILHOE U3-
JIOKEHHUE OTBETA HA BOIIPOCHI;

- BJIAJCHUG\MHCTPYMEHTApUEM Y4eOHOM AUCIUILUIUHBI, YMEHUE ero d(-
(EeKTUBHQ MCITOJIH30BaTh B MOCTAHOBKE U PEIICHUHM HAYYHBIX U Mpodeccu-
OHAJILHBIX 33]1a4;

- CIIOCOOHOCTh CaMOCTOSITEJIBHO W TBOPYECKU PENIaTh CIOXKHbBIE TPO-
0JIeMbl B HECTAH/IAPTHOU CUTYAIIMU B paMKax yueOHOW MpOrpaMMBbl;

- MOJIHOE€ YCBOCHHE OCHOBHOM W JIOMOJIHUTEIHLHON JUTEPATyphl, PEKO-
MEHJIOBAaHHOHW y4eOHO# mpOorpaMMoON TUCIUILIAHEI;

- YMEHHME OpPHUEHTHUPOBATHCS B OCHOBHBIX TEOPHUSX, KOHIEHIHUSIX H
HaIpaBJICHUSAX MO W3Yy4Ya€MOW NHCHUIUIMHE W J1aBaTh UM KPUTHUYECKYIO
OIICHKY;

- CaMOCTOsITeNIbHAsL pad0Ta HAa MPAKTUYECKUX, TA00OPATOPHBIX 3aHITHSIX;



- TBOPYECKOE Y4YacTHE€ B TIPYMNIOBBIX OOCYXIEHUSX, BBICOKHI YPOBEHb
KYJbTYPBI UCIIOJIHEHUS 3aJaHUM.

8 6annoe (6ocemo):

- CUCTEMAaTU3UPOBAHHBIC, TITYOOKHE W TIOJIHBIE 3HAHUS 1O BCEM IMOCTaB-
JIEHHBIM BOTIPOCaM B 00beMe yueOHON TporpaMMBl;

- UCIIOJIb30BaHUE HAYYHOU TEPMUHOJOTUU, CTHIUCTHYECKA TPAMOTHOE;
JIOTUYECKU MPABUIBHOE M3JI0KEHHUE OTBETAa HA BOIPOCHI, YMEHHE JIEIIATH
000CHOBaHHBIE BBIBOJBI;

- BJIAJI€HUE MHCTPYMEHTApUEM Y4EOHON MUCHMIUIMHBI (METOJaMU KOM-
MJIEKCHOTO aHalii3a, TEXHUKOM MH(OPMAIIMOHHBIX TEXHOJOTHUM), YMEHUE
€ro HCIOJIb30BaTh B MOCTAHOBKE M PEIICHUH HAYyYHBIX U MPOPECcCHoHAIb-
HBIX 3a]1a4;

- CMIOCOOHOCTh CAMOCTOSITENILHO PEIlaTh CIOXKHBIE MPOOJIEMbI B paMKax
y4eOHOHM IPOrpaMMBbl;

- YCBOCHHME OCHOBHOM W JIOMOJHUTEIILHOW JTUTEPATYPhl, PEKOMEHJOBaH-
HOM y4eOHOM MpOorpaMMON TUCIUTIIIUHBI;

- YMEHHE OpPHUEHTHUPOBATHCS B OCHOBHBIX, TEOPHUSIX, KOHIEMIHUSIX H
HaIpaBJICHUSX MO W3Yy4aeMOW NHCIUIUIMHE M /1aBaTh UM KPUTHUYECKYIO
OIIEHKY C MO3UIUNA TOCYJapCTBEHHON, MI€0J0THH (110 IUCIUIIIIMHAM COIU-
aTbHO-TYMAHUTAPHOTO LIUKJIA);

- aKTHUBHAs CaMOCTOSATENbHAsL padoTa Ha MPAKTUYECKUX, JTAOOPATOPHBIX
3aHATHUSAX, CHCTEMAaTUYECKOE, yUacTue B TPYMIOBBIX OOCYKIIEHUSIX, BBICO-
KU YPOBEHb KYJIbTYPHI UCIIQIIHEHUS 3aJaHUM.

7 6annoe (cemo):

- CHCTEMaTHU3UPOBAHHBIC, TJIYOOKHE W TIOJIHBIC 3HAHUS IO BCEM pasjie-
JaM yuyeOHOH TipoerpaMMel;

- UCIIOJIb30BaHWE HAYYHOW TEPMUHOJIOTHHU (B TOM YHCIIE HA WHOCTpPAH-
HOM $I3bIKE), JUHTBUCTUYECKU U JIOTUUECKHU MPABUILHOE U3JI0KEHUE OTBE-
Ta Ha BONPOCHI, yMEHUE JIeJIaTh 000OCHOBAHHBIC BHIBOJIHI;

- BJAJICHUE WHCTPYMEHTApUEM Y4ye€OHOW NUCIUIIIMHBI, YMEHHE €ro HC-
110J1b30BaTh B MOCTAHOBKE U PEIICHUU HAYUYHBIX U MPO(HECCUOHATBHBIX 3a-
nad;

- YCBOCHHE OCHOBHOM M JIOMOJHUTEIBHOMN JIUTEPATyphbl, PEKOMEHI0BaH-
HOM y4eOHOM MPOTrpaMMON TUCIUTIIMHBI;

- YMEHHUE OPHUEHTUPOBATHCS B OCHOBHBIX TEOPHUAX, KOHLEHIHUSIX U
HampaBJCHUSAX IO M3y4aeMOW IUCIMIUIMHE W JaBaTh UM KPUTHYECKYIO
OIICHKY;

- caMOCTosATeNbHas pabdoTa Ha MPAKTHYECKHX, JJAOOPATOPHBIX 3aHATHSIX,
y4acCTHE B TPYMNIOBBIX 0OCYKJICHUSIX, BRICOKUH YPOBEHB KYJIbTYPhI HCITOJI-



HEHUS 3aJaHuM.

6 oannoe (wmecmo):

- IOCTAaTOYHO TOJIHBIC M CHCTEMaTU3WPOBAHHBIC 3HAHUS B 00BEME yUueo-
HOU NPOTrPaMMBI;

- WCIIOJIb30BaHUE HEOOXOJIMMOW HAYyYHOW TEPMHUHOJIOTHUM, CTUIUCTHYC-
CKM TpaMOTHOE, JIOTUYECKH MPABUIBHOE H3JI0KEHHE OTBETAa Ha BOIPOCHI
yMEHHUE JIeJIaTh 00OCHOBAHHBIC BHIBOJIHI;

- BJIAJIEHUEC WHCTPYMEHTApHEeM Y4eOHOW NUCIUILIMHBI, YMEHHE eI, HC-
M0JIb30BaTh B PEIICHUN YUEOHBIX U TPO(PECCUOHATIBHBIX 3a/1a4;

- CIIOCOOHOCTh CaMOCTOSITEJIbHO MPUMEHSITh TUIIOBBIE PELICHUS /B paM-
Kax y4eOHOM IpOoTrpaMMmBbl;

- YCBOGHHE OCHOBHOW JUTEpaTyphbl, PEKOMEHJIOBAaHHOW Yy4e¢OHOU TIpo-
rpaMMOM JUCHUILINHBI,

- YMEHUE OPUECHTUPOBATHCS B 0A30BBIX TEOPUSIX, KOHLICTIIIUAX U HAIIPaB-
JICHUSIX 110 U3y4aeMOU JUCIUIUIMHE U 1aBaTh UM CPABHUTEIILHYIO OIICHKY;

- aKTHUBHAsl CAMOCTOSITEIbHAs paboTa Ha MPAKTUUECKUX, JJaDOPATOPHBIX
3aHATHUAX, TIEPUOJIMYECKOE YIACTHE B TPYIIHOBBIX 00CYKICHUSIX, BRICOKHUI
YPOBEHb KYJIbTYpPbl UCTIOJTHEHUS 3a]aHHIA:

5 6annoe (namv):

- IOCTAaTOYHbIE 3HAHUS B 00bEME€ yUeOHOU MTPOTPaMMBI;

- UCMOJIb30BaHUE HAYYHOU{TEPMHUHOJIOTHH, CTUINCTHUYECKH TPAMOTHOE,
JIOTUYECKH TMPaBUIIbHOE M3M0KCHUE OTBETA HAa BOIPOCHI, YMEHUE JIeNaTh
BBIBOJIbI;

- BJIQJICHUC WHCTPYMCHTapHeM y4eOHOW NHUCIMIUIMHBI, YMEHHUE €TO HC-
MOJIb30BaTh B PEIICHNN YUeOHBIX U TPO(PECCUOHATIBHBIX 3a/1a4;

- CIIOCOOHOCTH, CAMOCTOSATENILHO MPUMEHSITh THUIIOBBIE PEIICHUS B paM-
Kax yu4eOHOW TIpPOrpaMMBbl;

- YCBOCHHMC\OCHOBHOH JUTEpaTypbl, pEKOMEHIOBAHHOW Yy4eOHOU Ipo-
IPaMMO IUCIUTUTAHBI;

- YMCHHME OPUCHTHPOBATHCS B 0a30BBIX TEOPHSIX, KOHIIETITUAX U HATIPAB-
JIEHUSX TI0 U3ydaeMOo JUCITUIIINHE U JaBaTh UM CPABHUTEILHYIO OIICHKY;

- ‘caMOoCTOsITeNbHAs paboTa Ha MPAKTUIECKHX, JTAOOPATOPHBIX 3aHATHIX,
yHacTHe B TPYMIOBBIX 0OCYKIECHUSIX, BBICOKHI YPOBEHD KYJIbTYPHI UCIIOJI-
HEHUS 3aJaHUH.

4 oanna (uemvipe), SAYTEHO:
- TOCTaTOYHBIN 00bEeM 3HAHUHN B paMKax 00pa30BaTEILHOTO CTAHIAPTA,;
- YCBOGHHE OCHOBHOW JUTEpaTyphbl, PEKOMEHJIOBAaHHON Yy4ye€OHOW Mpo-
rpaMMOM JUCHHILINHBI,



- UCIOJB30BAaHUE HAYYHOU TEPMUHOJOTUM, CTUIUCTUUYECKOE U JIOTHYEe-
CKO€ H3JIOKEHHE OTBETAa Ha BOIIPOCHI, YMEHHE JIeJIaTh BBIBOJBLI O€3 CyIlle-
CTBCHHBIX OITNOOK;

- BJIAJIEHUEC WHCTPYMCHTApHEM Y4eOHON MHUCIUILIMHBI, YMEHHE €ro HC-
MOJIb30BaTh B PEIICHUU CTaHJAPTHBIX (TUIOBBIX) 33144,

- YMEHHUE IO/ PYKOBOJCTBOM IIpEIoaBaTelis pelaTh CTaHaapTHhIE (TH-
MIOBBIC) 3a]1a4H;

- YMEHHE OPHEHTHUPOBATHCS B OCHOBHBIX TEOPHUSX, KOHIICIIIUSIX, “H
HaIIPaBJICHUAX TI0 M3Yy4aeMOU TUCITUIIIIMHE U JIaBaTh UM OLICHKY;

- paboTa 101 pyKOBOJICTBOM IIpeIo/iaBaTelsl Ha MpakKTHYECKUX, nabopa-
TOPHBIX 3aHATHUSX, JIOIMTYCTUMBIA YPOBEHb KYJIbTYpPbhl UCIIOJHECHMS 3TaHUH.

3 6anna (mpu), HE3AYTEHO:

- HEJOCTAaTOYHO MOJIHBIA 00bEM 3HAaHUM B pamMKax 00pa30BATEIbHOIO
CTaHaapTa;

- 3HaHME YacCTH OCHOBHOM JMTEpaTyphbl, PEKOMEHIOBAaHHON y4eOHOU
IIPOTPaMMOM JUCLUTLIAHBL

- MCIIOJIb30BaHUE HAYYHOUW TEPMUHOJIODHU;, U3JI0KEHUE OTBETAa Ha BO-
MIPOCHI C CYIIECTBEHHBIMU JIMHTBUCTUYECKUMU U JIOTHUECKUMHU OIINOKaMHU;

- cnaboe BIaJieHHe WHCTPYMEHTAPUEM-YUeOHON TUCIUTUIMHBI HEKOMIIE-
TEHTHOCTh B PEIICHUM CTaHAAPTHBIX(THUIIOBBIX) 3a/1a4;

- HEYMECHUE OPHUEHTUPOBATHCA| B OCHOBHBIX TEOPHUAX, KOHILECHUMAX H
HAIIPABJICHUAX U3y4aeMON NUCIUIUINHBL;

- MACCUBHOCTh HA MPAaKTUYECKUX U JTAOOPATOPHBIX 3aHATHUSAX, HU3KUN
YPOBEHB KYJIBTYPbI UCITOTHEHUS 3aJaHUMN.

2 oanna (oea), HE3AYTEHO:

- (parMeHTapHbIC 3HAHUS B paMKax 00pa30BaTEIbHOTO CTAHIapTa;

- 3HaHUS (OTICIBHBIX JIUTEPATYPHBIX HCTOYHUKOB, PEKOMEHIOBAHHBIX
y4eOHOM MPOrpaMMON TUCITUTLIINHBI;

- HEYMEHNE WUCIOJb30BaTh HAYYHYH) TEPMHUHOJIOTHUIO JUCHMILIUHBI,
HaJIWYUEC B OTBETE TPYOBIX CTHIIMCTUYECKUX U JIOTUYECKUX OLITUOOK:

-\JIACCUBHOCTh Ha MPAKTUYECKUX U JIAOOPATOPHBIX 3aAHATUAX, HUZKUU
YPOBEHB KYJIbTYPbI UCIIOTHECHUS 3a/IaHUI.

1 6ann - ooun, HE3A4YTEHO:
- OTCYTCTBHME 3HAHMA M KOMIIETCHIIMI B paMKax oOpa3oBaTEeIbHOTO
CTaHJIApTa UM OTKa3 OT OTBETA.



4 BCTIOMOT ATEJILHBIN PA3JIEJ

4.1 YueOHast nporpaMmMa Iy CIUATIINHbBI
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HHOACHUTEJIBHASA 3AIINCKA

['eHeTHKa KaK MHTETPHUPYIONIAs HAayKa MPOHU3BIBACT BCE OMOJIOTHMYECKHE JHC-
IIUTUTMHBI U HATPABJICHUS UCCIICIOBAHUNA. ITO CBSI3aHO C TEM, YTO TE€HETUKA U3y4daeT
nBa (PyHJIaMEHTAJIbHBIX CBOMCTBA OPraHU3MOB: HACIEICTBEHHOCTh U U3MEHUYUBOCTD
HA BCEX YPOBHSIX OpPraHU3allMU >XKMBOTO (MOJEKYJISIPHOM, KJIETOYHOM, OPTaHU3MEH-
HOM U TMONYJAIMOHHOM). Bosblioe BHUMaHUE B Kypce YAENIEHO MpobiieMaM eoBpeE-
MeHHOU reHeTuku. [TogpoOHO paccMaTpUBAIOTCS BOMPOCH TOHKOTO CTPOCHHUSLTEHOB,
MOJIEKYJISIPHbIE MEXAHWU3Mbl HACTIEACTBEHHOCTH U U3MEHUYUBOCTH T€HETHUECKOTO Ma-
Tepuasia B IIPUIOKEHNHU K YETIOBEKY.

Kpome Toro, cnernkypc BKJIIOYAET TaKue pasliefibl Kak MOJeKyIsPHbIE OCHOBBI
TEHETUKH 4YeJIOBEKa, N3MEHUUBOCTh HACJIEICTBEHHOTO MaTepuasa, KIOHUPOBaHUE, a
TAKXE 3a7]a4¥ ¥ BO3MOXXHOCTH KJIETOYHOW Y TEHHOW MHKECHEPUH,

Oco0oe MecTO B CHENKYpPCE OTBOAUTCS BOIPOCAM CBSI3U COBPEMEHHOW T'€HETH-
KU Y€JIOBEKA C IPYTUMU OMOJIOTUYECKUMU TUCIUTUTMHAME U TOW POJIH, KOTOPYIO HT-
paeT CerojlHd Te€HETUKAa B Pa3BUTHH OMOTEXHOJOQIMH, MEIUIIMHBI, a TaKKE OXpaHBbI
OKPYXKAIOILIEH CPEbl.

Crnenkypc SBISETCS 3aBEpIIAIONIUM dTamoM B 00pa3oBaHUU CTYJeHTa-Ouosora
U J0JIKeH c(hOpMUPOBATh y HETO YETKUE MTPEJICTaBICHUS O Pa3BUTHH U TOCTHXKEHUSIX
COBPEMEHHOM I'€HETUKU TPUMEHUTEIBHQ K YEIOBEKY.

Lenvio cneykypca “OCHOBBL COBPEMEHHON T'€HETUKH M SKOJOTHUU YeJIOBEKa™
SBJISIETCS O3HAKOMJIEHUE CTYJEHTOB C MOJIEKYJISIPHO-T€HETUYECKUMH TEXHOJIOTUSIMHU
U JOCTH>KEHHUSIMU COBPEMEHHOM€HETUKHU.

3aoauamu cneykypca ABISETCS:

- O3HaAKOMJIEHUE CTYIEHTaMHU COBPEMEHHOI'0 COCTOSIHUSI TEHETUKHU YEJIOBEKa,;

- OCBOEHHE METQ0B COBPEMEHHOI'0 T€HETUYECKOI0 aHAJIN3a;

- (dopMupoBaHUE TPEICTABICHUN O MpoOJIeMax W JOCTIKEHUSX Ba)KHEHIIINX
HaIlpaBJICHUN FEHETUUECKUX UCCIIEIOBAHUN.

B pesyinbrare u3ydeHus CIrienKypca:

Cuiyoenm Oondicen 3Hamy.

-\ocobernHoctu Mopdosioruu, GU3NOIOTUH U BOCIIPOU3BEICHUS HACIIEICTBEHHBIX
CTPYKTYpP JKMBBIX OPraHU3MOB; YMETh IJIAHUPOBATH MEPOINPHUATHS MO UX OXpaHe U
palMOHATBLHOMY HCIIOIB30BAHUIO B HAPOAHO-XO3IMCTBEHHBIX LIEIIAX;

- TIPUHIUIBI CUCTEMHON OpraHm3aiuu, nuddepeHmanum u uHTerpanuu QyHk-
A OpraHu3Ma;

- OCHOBHBIE dTambl OHTOreHe3a, Mopdosoruyeckue, GyHKIIMOHATIbHBIE U OMOXU-
MUYECKHE U3MEHEHHUS B XOJ€ Pa3BUTHS;

- MIPUHIMIBI OPraHU3alMHU JIA0OPATOPHBIX PadboT, TpeOOBaHUS TEXHUKU Oe3omnac-
HOCTH ¥ TIPUEMbI OKa3aHUsI TIEPBOM MOMOIIM MPU HECUACTHBIX CITyYasix;



Cmyoenm 00ndceH ymemn:

- UCTIONB30BaTh MPOTHO3BI MOCJIEACTBUI aHTPOIOTCHHBIX BO3JACUCTBUN HAa OHO-
cdepy, TUTAHUPOBATH MEPOTIPHSTHS TIO €€ OXPAHE;

- ACTIOJIB30BATh HOBBIC TEXHOJIOTHUH O0yUCHMUS;

- paboTaTh C KJIACCHUYECKUMH OOBEKTaMH T€HETWYECKUX HCCIIENOBAHUMN, MPOBO-
JIUTh aHAJIM3 PE3YyJIbTAaTOB, pEIIaTh 3aJ1a4M M0 TeHETUKE,

- OCYUIICCTBIISATh HAONIOJCHUWS, OMHMCAHUS, WACHTU(MUKAINHW, KIACCUPUKAIUH,
KyJbTUBUPOBAHUST OMOJIOTHYECKUX OOBEKTOB.

Cmyoenm 00JCceH 81a0emy .

- HaBBIKAMH M METOJAMH HCCIICOBAHUN OMOIOTHUECKHX 00BEKTOB;

- DIEKTPO(PU3NOIOTUYECKUMIA METOJaMH W HEKOTOPHIMHU JPYCAMHU (DYHKITHO-
HAJTHHO-IMATHOCTUYECKUMH METOJIaMH OLIEHKH COCTOSTHUSI OCHOBHBIX CHCTEM Opra-
HU3Ma, METO/IAMH SKCTIEPUMEHTAIBHONU PabOThI C 1Ta00PATOPHBIMHI YKUBOTHBIMU;

- METOJIaMH CBETOBOI MUKPOCKOIIUU;

- MeTtojgamMu (PYHKIIMOHAIBHON AMATHOCTUKH, WCCIEMOBAHMS M aHAIIN3a >KUBBIX
CUCTEM, MAaTEMAaTHUYECKHUMH METOAaMH 00paOOTKH Pe3yAbTaTOB, IOHUMATh TPUHIIH-
bl TIOCTPOCHUS M UCIOJIB30BAHMUS MaTEeMaTHUYECKUX MOJeNield OMOIOTHYECKHUX IPO-
IIECCOB;

- MeToJaMH HaOJIOJICHNUs, ONMUCAHUS,, KyIbTUBUPOBAHNUS, KIaCCU(PUKAIINHU, IKC-
NEPUMEHTAIBLHOTO aHAIN3A.

OO611ee KOIUYECTBO YacOB — 62; ayTUTOPHOE KOJIUYECTBO 4acoB — 34, U3 HUX:
nekuun — 20, npaktuueckue 3aHsTus — 14. @opma 0TUETHOCTH — 3aYeT.



COILEPXAHME YYEBHOI'O MATEPHAJIA
PA3JAEJI 1 BBEJAEHHUE

Tema 1. BBenenue B crienkypc
[IpenMeT coBpeMEHHOI T'€HETUKHU YeJIOBEKa, 3a/laud U 1enu cnenkypcea. Oco-

OCHHOCTHM YeJIOBEeKa KaK O0BbEKTa MeHEeTHYecKuX HccieqoBaHuii. CoBpeMEeHHbIE Me-
TO/bI U3YYCHHS T€HETUKH 4enoBeka. [Ipo0iaemMbl MONEKYIIpHON METUIIMHCKOMN T'eHe-
TUKH. [lepcreKkTrBbI JJeueHusl HACIeICTBEHHbIX 0O0JIe3HEe Ha TeHHOM YpPOBHE:)3ada-
Y1 MEIMKO-TeHETUYECKUX KOHCYJIbTAlMi B CBETE pacin(PpoBKH reHOMa YIOBEKA.

Tema 2. I'1aBHbIE aCNIEKTHI TeHETHYECKON PEeBOJIOHMUA
OCHOBHbBIE KOHIENTYaJIbHbIE aCMEKThl U HAMPABJICHUS COBPEMEHHON I'€HETHU-

Ki. MOJIEKYIISIpHO-T€HETUYECKasl TMarHOCTHKA HACJIECTBEHHBIX 3a00sieBaHui. ['eH-
Hasg JaKkTwiocKonus. (DapMakOreHETHKa, NPOU3BOACTBO T€HETUYECKHUX JIEKApCTB.
I'ennas Tepanus.

Tema 3. BoO3HUKHOBeHHE M 3TAaIbI PA3BUTHUHA I'€CHETUKHU Y€JI0BCKA
HpCIICTaBJIGHI/I}I APCBHUX O HACJICACTBCHHOCTH. PazButne HaCJICACTBCHHBIX

TEOPUM B 3MOXY BO3pOXIAcHUs. KOHIenus FEHd — OAHO U3 IJIaBHBIX OTKPBITUM 4e-
JoBe4ecTBa. BO3HUKHOBEHHE I'€HETUKW-UCIIOBEKA U MEIUIIMHCKON T€HETHKU DTalbl
TEHETUYECKUX MCCIIeI0BaHUN YenoBeKa B XX Beke. [IpoekT reHoM uenoBeka.

PA3IEJI 2 MOJIEKYJIAAPHBIE OCHOBBI 'TEHETUKHN YEJIOBEKA

Tema 4. Posib HYKJIEHHOBBIX KHCJIOT B XPAHEHUH U Nepeaaye HACJeACTBEHHOH
uHopManumn
I'enernueckas pons JJHK u PHK. CtpoeHue HykJI€MHOBBIX KHUCIOT. Mexa-
Hu3Mbl periukanuu [JHK. @epmentsl perunkanuu. Penapanus JJHK kak Mexanuszm
NOJIIEp>KaHMs CTAOMIILHOCTY T€HETUYECKON HH(pOpMAIUH.

Tema 5. MexaHu3MbI nepeaavyu HACJAEACTBEHHON HHpOPpMALIUU
TMponecc Tpanckpuniuy, CIIalCHUHT, TPAHCSALUS. DTanbl TPAHCIALNUUA, OUO-

JIOTUMECKOE 3HAYEHUE TPAHCKPUIILIMU U TPAHCHSAUMU. ['eHEeTHYeCKHnii KOJ U ero xa-
PaKTEPUCTUKA. BBIPOKIEHHOCTh KOJa. DKCIPECCUsl T€HOB. Perymsauus skcnpeccun
TEHOB Y DYKapHoT.

PA3JIEJI 3 UBSMEHYUBOCTDb TEHETHYECKOI'O MATEPHUAJIA

Tema 6. MyTauum — HCTOYHHMK HACJIEACTBEHHbIX 3200/1¢eBaHUM
[Tonsitue o myrarusax. Meroas! yuera mytanuii. OCOOEHHOCTH yueTa MyTaIluii

y uenoBeka. [IpuunHbl reHHbIX MyTauuid. [IoHsiTHEe 0 MyTareHax. 3HaueHHE MYTaIHil.



CrioHTaHHBIE MyTallu U HACJICACTBCHHLIC OO0JIC3HHU YCJIOBEKA. HaCJICI[CTBeHHLIG 00-
JICSHU M CTCIICHDb PACIIPOCTPAHCHHA B IIOITYJIAOUAX YCIOBCKA. Tunbl HaCJICOACTBCH-
HBIX 3a00JIeBaHNM. 3HAUCHHE JUAarHOCTUKH HACJICACTBCHHBIX 0oJIe3HEH.

Tema 7. Kinaccupukauusa Mmyrauuu
XpOMOCOMHBIE MYTallUU (JI€TEIUH, TYTUIMKAIUU, UTHBEPCUHU, TPAHCIOKAIINH).

['ennble MyTanuu (TpaH3uLIMK, TpaHCBepcun). ['eHOMHbIE MyTalK (rarionaus, 1o-
AUIUIoNAus, aHeyruiouaus). JKu3HecrocoOHOCTh M TUIOJAOBUTOCTh AHEYIJIOWIHBIX
¢opM. MyTalMOHHBINA MPOIECC B PA3IMYHBIX SKOJOTHYECKUX YCIOBHSX. Polh 13-
MEHYMBOCTHU B aJIallTallid OPTaHU3MOB K YCIIOBHUSIM BHEIIHEW Cpefbl. 3alllUTHBIE pe-
napanroHHbIE CUCTEMbI YEJIOBEKa.

PA3JAEJ 4 TEHOM YEJIOBEKA

Tema 8. 'eHOM 4Yesi0BeKA 1 MAHUNYJIAUHA TeHETHYECKAM MaTepPUAJIOM
Kapuorun yenoseka. I'enernueckoe kaptupoBaHue. HanpasiieHHbIN 11epeHOC

TEHETUYECKOTr0 Marepuaia. AHaIu3 CLEIUICHUs T'eHOB B XpoMocoMax. Jlokanuzanus
reHernueckux myranui. [loctpoenue renernuecknx Kaprt. llepcriekTuBel TeHHOM Te-
parnuu.

Tema 9. KitoHupoBaHue Ye10BeKAa U JKUBOTHBIX
I'eneTnueckue npeanoChUIKK ‘KJIOHUpOoBaHus. KioHMpoBaHWe OpraHoB U TKa-

Hell. DTanbl U TEXHOJOTHHU KIIOHHWPOBAHUA I[OJ'IJ'II/I. HepCHeKTI/IBBI H 3THYCCKHUE acC-
INICKThI pa3BUTHUSA T'€HHOU WHXKXCHCPHUHU U KIIOHUPOBAHMA YCJIOBCKA U €Io q)paFMCHTOB.



YUYEBHO-METOANYECKASA KAPTA
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1 BBenenue B crienkypc 2 2 - - - Ta0numst [1]

1. IlpemMeT cOBpeMEHHOW TE€HETHKH YeIOBeKa, [4]

3aJlaud ¥ LIEJH CIeIKypca. [7]

2 . CoBpeMEHHBIE METO/Ibl U3YUEHUS T€HETUKU [8]

YeNIoBeKa.

3. [IpoGneMbI MOJIEKYIISIPHONU METUIIMHCKOM I'eHE-

TUKU.
2 I'1aBHBIe acneKThI TeHeTHYeCKOM PeBOTIOLUH 4 2 2 - - Tabnurel [1]

1. OcCHOBHBIC KOHIICITYaJIBHBIC) AaClEKThl H [2]

HaIpaBJICHUs COBPEMEHHOM TeHETUKU. [5]

2.  MonekynspHO-TeHETHYeCKasi  JAHArHOCTHKA

HacCJIE/ICTBEHHBIX 3a00JcBaHMi. ['eHHas nakTuio-

CKOTIHS.

3. ®apMakoreHeTuka, IMPOU3BOJCTBO TI'€HETHUYE-

CKHUX JIeKapCTB. ['eHHas Tepamnusi.




Bo3HUKHOBeHME M 3TaNbl PA3BUTHS TeHETUKH
yeJi0BeKa

1. IlpencraBineHus ApeBHUX O HACIEICTBEHHOCTH.
2. Pa3BuTHe HACIIEICTBEHHBIX TEOPUH B SIIOXY
BO3POKICHHUS.

3. BO3HUKHOBEHHE T€HETHUKH YEJIOBEKa U MEJH-
[IUHCKOU T'€HETHKU

4. Dranbl reHeTUYECKUX UCCIIEOBAaHUN YelIOBEeKa
B XX Beke. I[IpoeKT reHoM 4enoBeka.

Ta0auubl,
CXEMBI

[2]
[4]
[8]

Posib HYKJIEMHOBBIX KHCJIOT B XpAHEHUH U Te-
penaye HacJeACTBeHHOH HHopManun
1. I'enernueckas posns JJHK n PHK. Crpoenue

HYKJIEUHOBBIX KHCJIOT.

2. Mexanmsmbl permkanuu JIHK. ®epmenTtsl
peTUIMKALIMH.

3. Penapamus [IHK kak mexanusM nopaep:kaHus
CTaOUITFHOCTU TeHETUYECKOM HH(pOpMAaITHH.

Ta0murel

[5]
[8]
[10]

MexaHu3MBbl nepeavyu HACJIeICTBEHHOW HH=
dopmanun

1. IIpouecc TpaHCKpUIIMH, CIIJIANCHHT, TPAHCHS-
LU,

2. 'eHEeTHYECKUH KO/l U €r0 XapaKTepHUCTHKA.

3. Dkcnpeccus reHoB. Perymnsiuis 3Kenpeccuu re-
HOB y 9YKapHoT.

Tabnuisl,
CXEMBI

[3]
[5]

MyTanuu — HCTOYHHK\HACJEICTBEHHBIX 3200-
JIeBaHU

1. ITonaTHe 0 MyTalUsX.

2. llonsTue o/MyTar€Hax.

3. CrioHTatiHbIle MyTallMM W HACIJIEJICTBEHHBIE 00-

Ta0mursl

[5]
[7]
[8]
[13]




JIE3HU 4desoBeKa. THIbl HacHEICTBEHHBIX 3a00J1e-
BaHUM.

Knaccnpukanusa myranmi

1. XpoMOCOMHBIE MyTallHH.

2. I'ennble MyTanuu.

3. 'eHOMHBIE MyTallUH.

4. MyTanuoHHBIM IpoLecC B Pa3iW4HbIX JKOJO-
TMYECKHX YCIOBHSX.

Ta0muus!

[8]
[11]
[13]
[16]

['pynmoBas
KOHCYJTb-
Tauus

I'enoM 4es10Bexka U MAHUIYJISIMHU FeHeTHY e-
CKMM MaTepuajaoM

1. KapuoTun yenoneka.

2. I'enetnueckoe kaptupoBanue. [loctpoenue re-
HETUYECKUX KapT.

3. IlepcrieKTUBBI T€HHOH TepanuH.

Taomuue!

[8]
[12]
[14]
[15]

I'pynnoBas
KOHCYJIb-
Tanus

KiionnpoBaHue 4e10BeKa M ;KUBOTHBIX

1. 'eneTnueckue NpeanoCbUIKU KIOHUPOBAHUSI.

2. KnonupoBaHue OpraHoB W TKaHEH. DTambl U
TEXHOJIOTMH KJIOHHpoBaHus Jlomu.

3. IlepcieKTHBBI U STUYECKHE ACHEKThl pa3BUTUS
TeHHOW WH)XCHEPUU M KIOHUPOBAHUS YEIIOBEKA U
ero ()parMeHToB.

Tabmuiet

[6]
[8]
[9]
[17]

Tectupo-
BaHUE

Hroro yacos

34

20

14




NHO®OPMALINOHHO-METOANYECKAA YACTD

INIEPEYEHb CEMMWHAPOB

Hacnenosanue 3a00neBaHuil ¢ MPOCTHIM TUIIOM HACJIEAOBAHMSL.
W3ydeHue HacaeICTBEHHBIX 3a001€BaHUN CLETJICHHBIX € IIOJIOM

Oransl peanu3aluy reHeTHYecKol nHpopMauu

PacmdpoBka reHOTUIIOB Ha SKCIIEPUMEHTAIbHBIX 3JIEKTpodoperpammax
Tunel MyTanmii B TEHETUYECKOM MaTepHale

MyTanmoHHbIN MPOLECC B PA3JIMYHBIX KOJIOITMYECKUX YCIOBUAX
['eHeTnyeckoe kapTUpOBaHUE

~No ok owpN Bk

IHPUMEPHAS TEMATHKA CYPC

3akoHbl MeHzens u ero KOHUEenuus reqa.

OcHoBHas JorMa coBpeMeHHON Ononoruu mo Y orcony u Kpuky.
['ennas tepanus - HoBoe HanpasieHUe B Hayke X X Beka.
Tpn KOMITOHEHTAa FT€HETUYECKOU PEBOJIIOLINH.
Pacim@poBka reHeTHuecKoro Koja.

ToHKas cTpyKTypa resa.

PonocnoBHas koponessl Bukropuu.

3akon Xapau-BaiinGepra.

['pynnel KpoBH y UesioBEKa.

I'eHBl ¢ MHOKECTBEHHBIMU AJIJIEIISAMH,

Bpoxnaennsie ommbku MeTaboausma mo ["ppony.
Mogens IHK 1o Yorcony u Kpriky.

Cuksenuposanue /JHK.

CukBeHupoBaHue Oeska.

I'enocucremaruka.

ONogRrRLWNMENOOGORWDNE

PEKOMEHAYEMAS JIMTEPATYPA

OCHOBHA#I

1 AxumoBay T. A. Dxomorus: / T. A. Axumona, B. B. Xackun.- yue0. (3-¢
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HOACHUTEJIBHASA 3AIIMCKA

['eHeTKa KaK MHTErpUpyroNasi HayKa MPOHU3BIBAET BCE OMOJIOTMUECKUE JTHUC-
UUIUIMHBI U HAPABJICHUS UCCIEAOBAHUNA. JTO CBSI3aHO C TEM, YTO T€HETHKA U3y4aeT
nBa (pyHIaMEHTAbHBIX CBOWCTBA OPTaHU3MOB: HACIEACTBEHHOCTh U M3MEHUMBOCTD
Ha BCEX YPOBHSX OpPraHM3allMU >KUBOTO (MOJIEKYJISIPHOM, KJIETOUHOM, OpraHU3MEH-
HOM W TIOMYJIALIMOHHOM). bonbllioe BHUMaHue B Kypce yIeJIeHO MpoljemMaM COBPE-
MeHHOU reHeTuku. [1ogpoOHO paccMaTpUBaOTCs BOMPOCHl TOHKOTO CTPOEHUS TCHOB,
MOJIEKYJISIPHBIE MEXAHU3MbI HACIEACTBEHHOCTH U U3MEHUYMBOCTH T€HETUYEEKOIO Ma-
Tepuasia B MIPUIOKEHUHU K YETIOBEKY.

Kpome Toro, cnenkypc BKJIIOYAET TaKUE pa3lieiibl KaK MOJEKYSPHbIE OCHOBBI
IeHETUKH 4YeJlOBeKa, N3MEHYMBOCTh HACIIEJICTBEHHOTO MaTepuasia, KiIOHUPOBAaHUE, a
TaKKe 3aJ1a4d U BO3MOYKHOCTH KJIETOYHOU U T€HHON MHKEHEPUH,

Oco0oe MecTo B CHELKYpPCE OTBOAUTCS BOIPOCAM CBA3U"COBPEMEHHON I'€HETH-
KU YeJIOBEKA C IPYTUMH OMOJIOTMYECKUMU TUCIUTUIMHAMHA U TOU POJIH, KOTOPYIO UT-
paeT CErojlHs TCHETUKA B Pa3BUTHH OMOTEXHOJOTUHW, METUITMHBI, 4 TAKXKE OXPaHbBI
OKPYXKAIOIIEH CPEIbL.

Crieukypc siBJIsIeTCS 3aBEPIIAIOIINM IPAIIOM B 00pa30oBaHUM CTy/AEHTa-0noJora
U JIOJDKEH c(hOpMHUPOBATH y HETO YETKUE MPEACTABICHUS O PA3BUTHH U TIOCTHKEHUSIX
COBPEMEHHOM M'eHETUKU MPUMEHUTEIBHO K HETIOBEKY.

Lenvio cneykypca “OCHOBBI COBPEMEHHOW T€HETMKU M 3KOJIOTUM YEIOBEKa
SIBJISIETCS. O3HAKOMJICHUE CTYJIGHTOB C MOJICKYJISIPHO-T€HETUYECKUMH TEXHOJIOTUSIMHU
U JOCTH>KEHHUSIMU COBPEMEHHOU I'eHETHUKHU.

3aoauamu cneyxkypea SBISIETCS:

- 03HaKOMJICHUE CTYICHTAMH COBPEMEHHOI'O COCTOSIHUS T€HETUKHU YEJIOBEKa;
- OCBOCHHE METOM0OB COBPEMEHHOI0 T€HETUYECKOTO aHAJN3a;
- (dopMupOBaHile TpPEJCTaBICHUN O MpoOJeMax U JOCTHKEHHUSAX Ba)KHEHIIMX
HaIpaBJICHUN F€HETUYECKUX UCCIIEAOBaHUM.
B pe3ynbTare u3ydeHus CrenKypca:
Cmyoenm 0onxicer 3Hamv.
=, 0co0eHHOCTU MOP(OIOTUH, PU3NOIIOTUN U BOCTIPOU3BEICHUSI HACIIECTBEHHBIX
CTPYKTYp >KMBBIX OPTaHU3MOB; YMETh IJIAHUPOBATH MEPONPUITHS [0 UX OXpaHE U
PAMOHATILHOMY UCIIOJIBb30BAHUIO B HAPOAHO-XO3SIUCTBEHHBIX LEINSIX;
- MPUHIMIBI CUCTEMHON OpraHu3auuu, nuddepeHumanum U MHTErpauuu QyHk-
W OpraHnu3Ma;
- OCHOBHBIE 3Tambl OHTOreHe3a, Mopdoorudeckue, GyHKIIMOHATBHBIE U OMOXH-
MUYECKHE U3MEHEHUS B XOJI€ Pa3BUTHS;
- IPUHIIUIIBI OPTaHU3aIMHU JIA0OPATOPHBIX PadoT, TpeOOBaHUS TEXHUKU Oe3omac-
HOCTHU Y TIPUEMbI OKa3aHMsI TIEPBOI MOMOIIU MTPU HECUACTHBIX CIyYasx;



Cmyoenm 00ndHceH yMemn:

- WCIOJb30BaTh MPOTHO3bI MOCIEACTBUM aHTPOMOTEHHBIX BO3JEHCTBHUI Ha OUO-
cdepy, TUTAHUPOBATH MEPOIIPHSTHS TIO €€ OXPAHE;

- ICTIOJIB30BaTh HOBBIE TEXHOJIOTUH O0YUCHUS;

- paboTaTh C KJIACCHMYECKUMH OOBEKTaMHM I'€HETHUYECKUX HCCIICIOBAHHUM, MPOBO-
JIUTh aHAJIU3 PE3yJbTaTOB, peliaTh 3aa4M M0 'eHETHKE,

- OCYIIECTBJIATh HAOJIOJCHMS, OMUCAHUA, WACHTU(UKAIUU, KiIaccuPuKaim,
KYJIbTUBUPOBAHUS OMOJIOTMYECKUX OOBEKTOB.

Cmyoenm 00HCeH 81a0emy:

- HaBBIKAMH M METOJIAMH MCCJIETOBAHMI OMOJOrHYECKUX 00OBHEKTORB;

- 3JIEKTPODHU3NOIOTHICCKUMH METOJIaMM M HEKOTOPBHIMU JIPYTAMH  (YHKITHO-
HaJIbHO-IMAaTHOCTUYECKUMH METOJIaMU OILIEHKH COCTOSIHUSI OCHOBHBIX CHCTEM Opra-
HU3Ma, METO/IaMH IKCIIEPUMEHTAIbHON Pa0dO0ThI ¢ JTa00paTOPHBIMH KMBOTHBIMU;

- METOJIJaMU CBETOBOM MUKPOCKOITUH;

- MeroaamMu (PyHKIIMOHAIBHON TUATHOCTHKH, MCCIIGOOBAHUS W aHAIN3a YKUBBIX
CUCTEM, MAaTEeMAaTHUYECKIUMH METOJAaMH 00paOOTKH Pe3yIhbTaTOB, MOHUMATh TIPUHIIH-
bl TTIOCTPOCHUS M HMCIOJIB30BaHUS MATEMAaTHUSCKMX MOJIEICH OHMOJIIOrHYECKUX IPO-
1IECCOB;

- METOJaMU HaOJIOJIEHUs, ONMCAHMS, KYTbTHUBUPOBAaHMS, KiIacCU(pUKAIIUHU, IKC-
MEePUMEHTAIBLHOTO aHAJTU3a.

OOGmiee koanyecTBO 4acoB <~ 40; ayauTopHOE KOJUYECTBO 4acoB — 18, u3 HuX:
nekun — 10, mpakTudeckre 3aHATHs — 8. Popma OTYETHOCTH — 3aUeT.



COAEPKAHUE YYEBHOI'O MATEPUAJIA
PA3JIEJI 1 BBEJEHUE

Tema 1. BBenenue B crienkypc
[IpenmMeTr coBpeMEHHOI T€HETHKHU YEJIOBEKa, 3a/laud U 1enu crnenkypcea. Oco-

OCHHOCTH YeJIOBEeKa KaK O0BEKTa MeHETHYECKHX HcciieqoBaHuii. COBpeMEHHbBIC Me-
TO/Ibl U3YUYCHUS] T€HETUKH YenoBeka. [I[pobiaembl MONeKyIIpHON METUIIMHCKOM ‘TE€He-
TUKU. [lepcrieKTUBBI JIeueHUsI HACIEICTBEHHBIX 0OJIE3HEN Ha TEHHOM ypOBHE! 3aja-
YU MEJUKO-TEHETUUYECKUX KOHCYJbTAINI B CBETE paciin(PpOBKU TeHOMA 'UEIOBEKA.

Tema 2. ['J1aBHbIE aCNIEKThI TeHETHYECKOM PEeBOJIHLIMH
OCHOBHbBIE KOHUENTYaJIbHbIE aCMEKThl U HAMPABJICHUS COBPEMEHHON T€HETHU-

k. MOJIEeKyISIpHO-TEHETHYeCKasi TMarHOCTUKA HACIIEJCTBEHHBIX 3a0osieBanuii. [ eH-
Hasg JakTWwiockonus. PapMakOreHETHKa, MPOU3BOACTBO T'€HETUYECKUX JIEKAPCTB.
I'ennas tepanus.

Tema 3. Bo3HuKHOBeHHeE M 3TaNbl PA3BUTUSA T€HETUKH YeJI0BeKa
[IpencraBnenuss IpeBHUX O HACJEACTBEHHOCTH. Pa3BUTHE HACIEACTBEHHBIX

TEOpUH B 3MOXY BO3pOXkIAcHUs. KOHIENIKs FeHa — OAHO U3 TJIaBHBIX OTKPBITHM 4e-
JIOBeuecTBa. BO3HUKHOBEHNE T€HETUKH YEIIOBEKA U MEIUIIMHCKON I'€HETUKU ODTallbl
TEHETUYECKUX UCCIIEI0BaHNM YenoBeka B XX Beke. [IpoeKkT reHoM 4enoBeka.

PA3JIEJI 2 MOJIEKYJSAPHBIE OCHOBBI 'TEHETUKHN YEJIOBEKA

Tema 4. Posib HYKJIeHMHOBBIX KHCJIOT B XPAHCHHUH M IepeJayve HACJeICTBEHHOU
uHopManumn
I'enernueckas ‘pons [JHK n PHK. Crpoenne HykiiemHOBBIX KHCIOT. Mexa-
Hu3Mbl pertdkanuy JJHK. ®epments! perukanuu. Penapanus JIHK kak mexanusm
noJJepKafus eTaOUIbHOCTH T€HETUYECKON HH(POpMaLUK.

Tema S. MexaHu3MBbI nepeaavyu HACJIEACTBEHHON HH(pOpMALIUU
Hpouecc TpaHCKpunimu, CIUTACHUHT, TPAHCIALMSA. DTallbl TPAHCISIIUU, OHO-

JIOPUYECKOE 3HAYEHWUE TPAHCKPUIILMU U TPAHCISIUU. [ eHeTHYecKruid Ko U €ro Xa-
pakTepucTuKa. BIpOXKIEHHOCTh KoJla. DKCIpeccus TeHOB. Perymnsiuus skcnpeccuun
TE€HOB y 3YKapuoT.

PA3AEJ] 3 UBMEHYUBOCTDb 'EHETUYECKOI'O MATEPUAJIA

Tema 6. MyTauuu — MCTOYHHUK HACJIEACTBEHHBIX 3200J1eBAHNIA
[Tonsitue o myranusax. Meroasl yuera mytanuii. OCOOEHHOCTH yueTa MyTaluii



y uenoBeka. [IpuunHbl reHHbIX MyTauui. [lonsiTHe 0 MyTareHax. 3Ha4eHUE MYTAaLHiA.
CrnoHTaHHbIE MyTallMM U HAcJeICTBEHHbIE OoJie3HH denoBeka. HacnenctBennsie 60-
JIE3HU U CTENEHb PACIpPOCTPAHEHUS B MOIMYJALMAX 4YEJIOBEKA. THIIBI HACIIEICTBEH-
HBIX 3a00JIeBaHUN. 3HAUEHNE JUArHOCTHUKU HACJIEACTBEHHBIX OOJIE3HEN.

Tema 7. Knnaccupukanusa My ranui
XPpOMOCOMHBIE MyTalMK (JI€AELHH, TYIUIMKALUH, UHBEPCUH, TPAHCIOKALUM).

I'enHble MyTanuu (TpaH3ULIMU, TPaHCBEpCUH). ['eHOMHbBIE MyTaluuu (raruIonaus, Ho-
JUIUIONAMS, aHeyruiouaus). JKu3HecrmocOOHOCTh M IUIOJAOBUTOCTh aHEYIWIOHIHBIX
¢opm. MyTalMOHHBIN MPOIECC B PA3NUYHBIX IKOJIOTUYECKUX YCIOBHsIX. Ponb u3-
MEHYHMBOCTHU B a/IallTallid OPTaHU3MOB K YCIIOBUSIM BHEIIHEN CpEabls, 3alIUTHBIE pe-
NapalMOHHBIE CHCTEMBI YEIOBEKA.

PA3JAEJ 4 TEHOM YEJIOBEKA

Tema 8. I'eHOM 4Yes10BeKa 1 MAHUNYJISIHMU [EHCTHYECKMM MaTepHAaIoOM
Kapuotun denoseka. ['eHeTnueckoe kaptupoBaHue. HampaBiaeHHbI TIEPEHOC

TEHETHYECKOTr0 MaTeprana. AHAJIN3 CLEIUICHUS T@HOB B XpOMOcoMax. JIokanusanus
reHeTndeckux myramui. [loctpoenue resetndeckux Kapr. llepcriekTuBel T€eHHOM Te-
panuu.

Tema 9. KiioHupoBaHue 4eJI0BeKA U )KUBOTHBIX
I'enetnueckue npeanockUIKU KIOHWpoBaHUsA. KjoHMpOBaHME OPraHOB U TKa-

HEW. DTarbl U TEXHOJIOTMd KiIoHUpoBaHuda [ommm. IlepcriekTuBbl M 3TUYECKUE ac-
NEKThl PA3BUTHS T€HHOMMHKEHEPUH U KJIOHUPOBAHUS YeJIOBEKa U €ro ()parMeHTOB.



YUYEBHO-METOANYECKASA KAPTA

KonnyecTtBo ay1uTOpHBIX
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1 BBenenue B crienkypc 2 2 - - - Ta0numst [1]

1. TlpenMeT COBpPEMEHHOW TEHETHKH YeJOBEKa, [4]

3aJlaud ¥ LIEJH CIeIKypca. [7]

2 . CoBpeMEHHbBIE METO/IbI U3YUYEHUS TEHETUKU [8]

YeNIoBeKa.

3. [IpoGneMbI MOJIEKYIISIPHONU METUIIMHCKOM I'eHE-

THKH.
2 I'1aBHBIE aceKTHI FreHeTHYeCKOMH PeBOoJIIOI UM 2 2 - - - Tabmuiet [1]

1. OcCHOBHBIC KOHIICITYaJIBHBIC) AaClEKThl H [2]

HaIpPaBJICHUS COBPEMECHHOM FCHETUKHY. [5]

2. MonekynsipHO-TeHETHYeCKasi ~ JMarHOCTHUKA

HacCJIE/ICTBEHHBIX 3a00JcBaHMi. ['eHHas nakTuio-

CKOTIHS.

3. ®apMakoreHeTuka, IMPOU3BOJCTBO TI'€HETHUYE-

cKuX JekapCtB. ['eHHas Tepanwsi.




Bo3HUKHOBeHME M 3TANbI PA3BUTHS TeHETHUKHU
yeJi0BeKa

1. IlpencraBienust ApeBHUX O HACIEACTBEHHOCTH.
2. Pa3BuTHe HACIIEICTBEHHBIX TEOPUH B SIIOXY
BO3POKICHHUS.

3. BO3HUKHOBEHHE T€HETHUKH YEJIOBEKa U MEJH-
[IUHCKOU T'€HETHKU

4. Dranbl reHeTUYECKUX UCCIIEOBAaHUN YelIOBEeKa
B XX Beke. [IpoekT reHom yesoBeka.

Ta0auubl,
CXEMBI

[2]
[4]
[8]

Posib HYKJIEMHOBBIX KHCJIOT B XpAHEHUH U Te-
penaye HacJeACTBeHHOH HHopManun
1. I'enernueckas posns JJHK n PHK. Crpoenue

HYKJIEUHOBBIX KHCJIOT.

2. Mexanmsmbl permkanuu JIHK. ®epmenTtsl
peTUIMKALIMH.

3. Penapamus [IHK xak mexanusMm nopgjaepkaHus
CTaOUITFHOCTU TEHETUYECKON HHPOpPMAITUHL.

Ta0murel

[5]
[8]
[10]

MexaHu3MBbl nepeavyu HACJIeICTBEHHOW HH=
dopmanun

1. IIpouecc TpaHCKpUIIMH, CIIJIANCHHT, TPAHCHS-
LU,

2. 'eHEeTHYECKUH KO/l U €r0 XapaKTepHUCTHKA.

3. Dkcnpeccus reHoB. Perynsuus 3Kenpeccuu re-
HOB y 9YKapHoT.

Tabnuisl,
CXEMBI

[3]
[5]

MyTanuu — HCTOYHHK\HACJEICTBEHHBIX 3200-
JIeBaHU

1. ITonaTHe 0 MyTalUsX.

2. llonsTue o/MyTar€Hax.

3. CrioHTatiHbIle MyTallMM W HACIJIEJICTBEHHBIE 00-

Ta0mursl

[5]
[7]
[8]
[13]




JIE3HU 4desoBeKa. THIbl HaCHEICTBEHHBIX 3a00J1€e-
BaHUM.

Knaccnpukanusa myranmi

1. XpoMOCOMHBIE MyTallHH.

2. I'ennble MyTanuu.

3. 'eHOMHBIE MyTallUH.

4. MyTanuoHHBIM IpoLecC B Pa3iW4HbIX JKOJO-
TMYECKHX YCIOBHSX.

Ta0muus!

[8]
[11]
[13]
[16]

['pynmoBas
KOHCYJTb-
Tanus

I'enoM 4es10Bexka U MAHUIYJISIMHU FeHeTHY e-
CKMM MaTepHaJIoM

1. KapuoTun yenoneka.

2. I'enetnueckoe kaptupoBanue. [loctpoenue re-
HETUYECKUX KapT.

3. IlepcrieKTUBBI T€HHOH TepanuH.

Taomuue!

[8]
[12]
[14]
[15]

I'pynnoBas
KOHCYJIb-
Tanus

KiionnpoBaHue 4e10BeKa U ;KMBOTHBIX

1. 'eneTnueckue NpeanoCbUIKU KIOHUPOBaHUS.

2. KnonupoBaHue OpraHoB W TKaHEH. DTambl U
TEXHOJIOTMH KJIOHHpoBaHus Jlomu.

3. IlepcieKTHBBI U STUYECKHE ACHEKThl pa3BUTUS
TeHHOW WH)XCHEPUU M KIOHUPOBAHUS YEIIOBEKA U
ero ()parMeHToB.

Tabmuiet

[6]
[8]
[9]
[17]

Tectupo-
BaHUE

Hroro yacos

18

10




NHOOPMAIIMOHHO-METOANYECKASA YACTb

INEPEYEHDb CEMUHAPOB

HacnenoBanue 3a001€BaHMi ¢ IPOCTHIM THUIIOM HACJIEIOBAHUS.
N3ydenne HacneaCTBEHHBIX 3a00JIEBaHUN CIETUICHHBIX C ITOJIOM

Drarbl peaau3aluyd FreHeTHYeCKON nHpopMaluu

PacmmdpoBka reHOTUNOB Ha IKCIIEPUMEHTAIIBHBIX AJIEKTpodoperpammax
Turbl MyTaluii B reHETUYECKOM MaTepuase

MyTalMOHHBIN MPOLIECC B PA3TUYHBIX IKOJIOTHUECKUX YCIOBUAX
['eneTnyeckoe kapTUpOBaHUE

~N~No orbkh wpND ek

INPUMEPHASA TEMATHUKA CYPC
3akoHBI MeHaensa U ero KOHIENUA TeHa.
OcHoBHas 1orMa coBpeMeHHoi 6uonoruu o Yorcony u Kpuky.
I'enHas Tepanus - HOBOe HanpaBiicHUE B Hayke X XI Beka.
Tpy KOMIIOHEHTA F€HETUYECKON PEBOIIOLIUU.
PacuindpoBka reHeTH4eCKOoro Koja.
Tonkast cTpykTypa resa.
PonocnoBHas koponessl Buktopum.
9. 3akon Xapau-BaiinbOepra.
10. I'pynmiel KpoOBH y YeTIOBEKA.
11.T'eHbl ¢ MHOXKECTBEHHBIMU aJICTISIMHU4
12. BpoxaeHnable omuOKyu MeTabom3Ma mo'l 3pposy.
13. Moaens IHK mo Yotcony u Kpuky.
14. CuxBenupoanue JIHK.
15. CukBenupoBanue Oenka.
16. 'enocucremaruka.

NoabwdE

PEKOMEHAYEMASA JIUTEPATYPA

OCHOBHAS

12 Axwimona, T. A. Dxomnorust: / T. A. Akumona, B. B. XackuH.- yue06. (3-e uza.).-
M., 2007.

13Fmnspos, A. M. TonynsauuonHas 3xonorust/ A. M. I'miispos.- M., 1990.

14Magspuies, B.B. OcuoBsl sxonorun/ B.B. Maspuries.- M., 2007.

15Masgpunies, B.B. O6mas skonorus: kypc Jjekuuii/ B.B. Maspuiie.- MH.,
2007.

16Onym, 0. Dxomnorus / FO. Oxym.- M., 1986.

17TTocnienoBa, T. I'. OcuoBsl sueprocoepesxenus/ T.I'. [Tocnenosa.- M., 2000.

18Pankesnu, B. A. Dkonorus/ B. A. Pankesnd.- MH., 1998.

19Paccamko, 1.®. OcHoBel 3konorun/ U.®d. Paccamko, JI.B. Iloramos, I'.T.
I'onuapenko, B.H. Bepemees, A.B. I'ynakos, A.B. Kpyk, 1.B. Kypauenko.- ['omens,
2005.



20 Ceupepckas, O. B. OcnoBbl 3HEprocoepexenus/ O. B. Ceuuepckas.- MH.,
2000.

21 Yepuona, H. M., Okonorus/ H. M. Ueprosa, A. M. beutosa.- M., 2004.

22 Iumnos, U. A. DOxonorus/ U. A. Iuos.- M., 2006.



IIPOTOKOJI COTJIACOBAHM S YUYEEHOU ITPOTPAMMBI
I[T1O UBYHAEMOU YUEBHOU AMCHUIIIIMHE
C ApYI'UMU JUCHUITINMHAMUM CITELITMAJIBHOCTHU

(M3MEHHUTH B COOTBETCTBHUU C KYPCOM )

Ha3zpanue Haszpanue Ilpennoxenus Pemenue, npunstoe
JUCIHUIIIUHBI, kadenpsr 00 U3MecHEeHHUAX B | kadeapoii, pa3pabo-
C KOTOpOil COAEpKaHUHU TaBme#d yueOHYIO Tpo-
TpebOyeTcs cormaco- yudeOHO# mpo- rpaMMmy (¢ yKazaHHEM
BaHHUE TpaMMEI JaThl 1 HOMEPa,IIPOTO-
no m3ydyaemoi KoJa)
y4eOHOU AMCIIH-
MJIWHE
I'eneTnka Kadenpa 3o0o0morwum, PexoMEHIOBATE K
(GU3HONOTUU U TeHe- YTBEPXICHUIO yueO-
THKH HY _IIPOTrpaMMy B
NpPEACTABICHHOM Ba-
puaHTe
npotokoa Ne ot
. .20
DKOJOTHUSA Kadenpa 3o0omorwum, PexoMengoBaTh K

(1)PISI/IOJ'IOFI/II/I n ICHC-
THKHU

YTBEpXKACHUIO y4ueO-
HYI0 IPOTpaMMy B
npeJcTaBIECHHOM Ba-
puaHTe

npotokoa Ne ot
. .20




JOITOJIHEHMA U UBSMEHEHUS K VUYEBHOM ITPOT'PAMME
I[TO UBYUAEMOU YUEBHOU JUCLUIIIINHE
Ha / yueOHBIN 101

No Ne JononHeHUS U UBMEHEHUS OcHoBaHue
i

YuyeOHas mporpaMMa nepecMoTpeHa U oJ00peHa Ha 3aceqaHuu Kadeapsl
300JI0TUU U OXPaHBI MPUPO B

(mpoTokoa Ne oT 20 1)

3aBeayoomuii kapenpoi

300J10TUHU, GU3UOTOTUU U TEHETUKH I''T". T'onuapeHnko
YTBEPX/AIO

Hexan Ouonoruvyeckoro ¢pakynprera ['T'Y umenu ®@. CkopuHBHI
B.C. ABepun




4.2 TEPEYEHb PEKOMEHIYEMOM JIUTEPATYPBI

OcHoBHas

1 IIleBuenko, B.A. I'enetuka yemoBeka / B.A. IlleBuenko, H.A. To-
nopuunHa, H.C. CtBonuHckas. — M.: Baagoc, 2004. — 240 c.

2 Aiana, ®. CoBpemenHas reneruka / @. Aiana, J[x. Kaitrep. — T.
2.—M.: Mup, 1988. — 368 c.

3 I'punes, B.B. I'enetuka uvenoseka: kypc nekiuii / B. B. I'puHes.
— Mam.: BI'Y, 2006. — 131 c.

4 Jlob6ames, M.E. I'enernka ¢ ocHoBamu cenekimu / M.E. JloOamies,
K.B. Bartu, M.M. Tuxomuposa. - M.: IIpocsemenue, 1979.,—-489 c.

Sl'onuapenko, I'.I'. OCHOBBI r€HETUYECKOW MHXEHEPUH, yUeOHOE TTO0-
cobue / I'.I'. 'onuapenko.-MH.: Bermeitmras mxoina, 2005, - 183 c.

6 Jyounun, H.I1. O6mas reneruka / H.I1. dyOunun. - M.: Hayka,
1986. - 428 c.

7 Anna, ®. CoBpemenHas reHetuka / @. Aima, JIx. Kaitzep.- M.:
Mup, 1987. - 368 c.

8 Hnre-Beutromos, C.I'. I'enernka ¢ ocHoBamu cenekiuu / C.I'. Unare-
Beutomos. - M.: Beicir. mk., 1989. — 328 ¢.

9 3asm, P.I'. OcHoBBI 001I€W H\MEIUITMHCKON T€HETUKH: y4ed. Moco-
oue / P.I'. 3asm, U.B. PaukoBckas.~MH.: By, mk., 1998. - 255 c.

10 Auuxansn, C.I1. O6ritas renetuka / C.I1. Auuxansu, A.Il. Akudb-
eB, JI.C. Uepnun. M.: Beienrnmk., 1985. — 345 c.

11 Kaptenb, H.A. Ounuknoneanueckuit cimoBaps / H.A. Kaptens.
MaH.: Toxnamorisg, 1999, ~ 447c¢.

12 Opnoga, HL.H> I'enetnueckuii anamms / [1.H. Opnosa.- M.: Mock.
yH-T, 1991. — 189c.

JlomosHuTE ILHAA

1+ T'yoseB, T.B. 3amaunuk no reneruke / T.B. I'ynsaes.- M., Koinoc.
1980.~157c.

2 Kamunckas, 9.A. COopHuk 3amad 1mo reHeruke / D.A. Kamun-
ckas.- M., 1982.- 197 c.

3 CoOponuk 3amad 1Mo oOmel TeHeTuke: y4ed. mocobue / moa pen.
M.M. AcnansHa. - M.: MI'Y, 2001. — 144c.

4 Maxkcumog, I'.B. CoopHuk 3amgau no resetuke / [.B. Makcumos,
B.. Crenanos, B.H. Bacunenko. — yue0. nmocodue. — M.: By3oBckasi KHU-
ra, 2001. - 136c.

5 IIpuxomuenko, H.H. OcHOBBI reHeTHKH YesioBeKa: yued. mocooue /
H.H. ITpuxoquenko, T.II. kypar.- PoctoB-Ha-/{ony: «®Penukcy», 1997. —
368 c.



6 Mopo3zos, E.W. I'eneruka B Bonpocax u oteerax / E.M. Mopo30B,
E.N. TapaceBuu, B.C. Anoxuna.- MH.: YHuBepcurerckoe, 1989.- 257c.

7 Jloxun3, P. Orouctuueckuit ren / P. Jlokuns. - M.: Mup, 1993.-
354c.

8 Jy6bunun, H.I1. Hekotopsle mpoOiaemMbl COBPEMEHHOW T'€HETUKH /
H.I1. Ay6unun.- M.: Hayka, 1994.- 387c.

9 Kaitganos, JI.3. T'eneruxa mnomynsumii / JI.3. Kalimanos.-M.:
Beicur. mk., 1996.-267c.

10 Cunrep, M. I'east u renomsl / M. Cunrep, I1. bepr.- M.: Mup;
1998.- 435c.

11 Poxwunkwmii, I1.d. BBenenue B cratucTU4eckyto reHeTuKy-7, I1.O.
Poxuiikuii.-MH.: Beimn. mk., 1974.- 418c.

12 Tleceuxkas, JI.H. COopHuK 3a1a4 110 reHeTUKe: yuel.-MEeTO/. 1moco-
oue / JI.H. Ilecenkas, I'.I'. 'oauapenko, H.H. Octpetiko.- Fomens: TV,
2002.-114 c.

13 TIucapuuk, I'.A. COoopuuk 3amad mo renetuke~/ 1. A. Ilucapuuk,
A.B. ITucapuuk.- MH.: ABepcas, 2008.- 240c.



4.3 TJIOCCAPUI
A

ABTOpaguorpamma — QoTtorpadudeckuii oTnedaToK, (PUKCUPYIO-
i pacrnionoxkenue ¢paxuuii JJHK, momydeHHBIX B pe3yabTare 3JIEKTPO-
dope3a u THOPUIU30BABIINXCS C PAAMOAKTUBHO MEUEHBIM 30H10M. [Tomy-
YaloT MyTeM HAJIOKEHUSI YYBCTBUTEIBHON K PaIMOAKTUBHOMY W3JIYyYEHUIO
(OTOIIICHKN HAa HUTPOLEIUTIONO3HYI0 MEMOpaHy, ModydyeHHYo rocie Cay-
3epH-0710T THOpHUAU3AIUHN (CM.).

AneHuH, A [adenine, A, rp. aden — xene3a u jaart. -in(e) — HOTOOHDIH |
— IMyPUHOBOE a30THCTOE OCHOBAaHWE, O-aMHHOIYPHUH. A. COACPKUTCS BO
BCEX JKHUBBIX KJI€TKax B coctaBe HykiIenHOBbIX kucioT (JJHK n-PHK), ane-
HO3UHGOCPOPHBIX KHUCHOT, Iukiandeckoro AM®, kodepmentor (HA/I,
HAJI®) u np. B IHK anenun koMiieMeHTapeH TUMUHY(CM.) U 00pa3yeT
C HUM JIB€ BOJAOPOJHBIC CBSI3U.

Anenosuntpudocpar (ATP) - pubonykieosua-s-tpudocdar,
YYaCTBYIOIINI B YHEPTreTUYECKOM IUKJIC KIETKU B KadecTBe JOHOpa ¢oc-
(baTHOM rpyMIbI.

NH,

N

</
OH OH “OH

| | i’ 0 7
HO——Pl' ~Q0—P~ O0—P—-0—CH, N

Y&l

OH OH

Alu-ceMeiicTBO \— CceMEHCTBO YMEPCHHO MOBTOPSIOIINXCS MOCIIEI0-
BaresnbHOCTEN Z{HK, M3BecTHOE y MHOTMX MIIEKOIIUTAIONIMX M Y HEKOTO-
pBIX Opyrux/opranu3MoB; pasmep Alu-nosropa okoso 300 m. H., a B Kax-
JIOM TaKOM, IIOBTOPE PACIIOJIOKEH CalT y3HaBaHuUs i pecTpukTassl Alul,

AabtepHatuBHblid ciiaiicuHr WPHK — BapuanTt cninalicunra, npu
KOTOPOM MPOUCXOJUT COEAMHEHUE IK30HOB I'€HA B Pa3HbIX KOMOMHAIIMSIX,
, Cliefl0BaTeIbHO, 00pa30BaHUE Pa3IMYHBIX 3penbix Mosekyn nPHK.

AmuHoanuia-TPHK-cunTeTa3a (Koma3a) - ¢pepMeHT, KOTOPBIA KaTa-
JIN3UPYET MPUCOCIUHEHNE AMUHOKHUCIIOTHI K COOTBETCTBYIOLIEH €M MOJie-
kyne TPHK (puc).

CymectByer 20 tunoB amuHoauwn-TPHK-cunreras (mo uucny amu-
HOKKCIIOT). Y Kaxkaor TPHK-cuHTeTaswl 3 1eHTpa CBA3BIBAHMS: JIJISI aMU-
HOKHUCHOTHI, TPHK 1 AT®. CHavana ocymecTBisieTcsl CBA3b aMHUHOAIIHJI-
TPHK-cuHTETa3B1 C ONpEneeHHO aMUHOKHUCIOTOM, a 3aTeéM aKTUBUPO-
BaHHasa ¢ nomouiplo AT® aMHUHOKHCIIOTa TPUCOCIUHSAETCS K aJiCHUHY aK-
uentopHoro tpurera [{IIA TPHK.
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CHHTETSA HPHK

Puc. [IpucoennHeHre aMHHOKHUCIOTHI (DEHHIAAHWHA K TEPMHUHAIBHOMY
aneno3uHy coorBercTBytoel TPHK ¢ nomompio hepmenta amunoanur=tPHK-
cuHTeTasbl (1 aTam) u coeuHEHUE aHTUKOIOHA AAA amunoamt-TPHK ™™ ¢ co-
oTBeTcBYOMMM KojoHOM Y Y'Y MPHK (atam 2)

AMMHOKHCJIOTA - OPTaHUYECKOE COCIMHEHHE, COJCpKAILIECE aMUHO-
rpynmy (-NH3) u kapookcunsnyto rpynny (-COOH). N3eecTtHo 20 0CHOB-
HBIX aMUHOKHCIIOT BXOJSIIMX B cocTaB OenkoB. OOwias Qopmyna as
amuHOKuCcIOThI: NH-CR-COOH, tie R —310 panukan, cienupuaHbi s
KaXJI0OM OTAEeIbHON aMHUHOKUCIIOTHI.

AMHHoueTe3 (amniocentesis) — B3ATHEAIPOO aMHUOTHYSCKOM JKUI-
KOCTU TpU NPEHATAIbHOM JUAarHOCTHKE (CM.)"IIOPOKOB pa3BUTas ILIOJA,
TeHHBIX ¥ XPOMOCOMHBIX MYTAallMii, OMPEACIICHUN T0JIa YMOPHUOHA MyTeM
MIPOKOJIA Yepe3 KOXKY U MYCKYJIaTypy OPIOIIHOM MOJIOCTH, MAaTKy U aMHHUO-
THYECKUI MEIIOK, OKpYyX)aromuiAmon. Knetku, orcmanBaromuecs Ot mio-
11a ¥ HaXOJIAIINECS B KUIKOCTH B\BUJE CYCIIEH3UH, KYJIbTUBHUPYIOT B TEYE-
HUE 3 HeNeNb, YTOOBbl MOIYYNTH OOJIbIIEE WX KOJIMYECTBO M TPOBECTHU
XPOMOCOMHBIM, OMOXMMHYECKUNA U MOJEKYISIPHO-TEHETUYECKUM aHaIu3.
A. He MOXeT ObITh MPOBEJICH paHblle 16 Henenbp OEPEeMEHHOCTH M3-3a He-
JIOCTATOYHBIX PA3MEPOB MeEIlKa, B KOTOPOM HAXOJUTCSI SMOPHUOH.

Avmumpuranns (amplification) — mnporecc yBennyuenust (pa3MHo-
xenust) konydeersa nurert JJHK, uncna xonuit rena (cM. Amrmuduxanus
T'E€HOB).

Amiumduxanusa renoB (gene amplification) — 1. YBenuuenue
YuCI4 KONMUM K.-J1. TeHa B JAHHOM KJIETKE WK B mpoOupke meroaom [P —
eJIMMEpa3Hoil 1enHou peakuuu (cM.). 2. JIroGo# mporecce, mpu KOTOPOM
crenuduueckas nocieaosarenbHocTh JJHK yBennunBaeTcss Hempomnopiu-
OHAJbHO POAUTEILCKUM KJETKaM. B TedueHue pa3BUTUS HEKOTOPBIE T'€HBI
aMITU(PUIUPYIOTCS B CHENUAIU3UPOBAHHBIX TKAHSX, HAMp., pPUOOCOMHBIC
reHbl aMITUQUIIMPYIOTCS U AKTUBHO (PYHKIIMOHUPYIOT B TEUEHUE OOTEHe-
3a, 0COOEHHO B 0OIIUTaX HEKOTOPbIX ampuOuii. I'ensl y npo3oduiibl, Koau-
pyrorue OeIKd XOPHUOHOB, TAKKE AMIUTMPHUIIUPYIOTCS B OBYIUPYIOIINX
(b OUTUKYISIPHBIX KJIETKAX.

Ammuduxarop, tepmounuxiaep (amplificator or thermocycler) -



puoop, 00ECIEYMBAIOIINM 10 TIpOorpaMMe OBICTPOE HarpeBaHHE M OXJa-
KJICHUE MaJIbIX OOBEMOB PEAKIIMOHHON CMECH. A. UCIIOIB3YETCS JJIsl OCY-
miectBienus [P — nomumepasHoit nenHoit peakiuu (cM.). OH NO3BOJIIET
poBOAUTH TeroByto aeHaTypaiuto JTHK (ok. 90-94°C), omxur npaiimepa
(mpu 50°C) u ynnunenue npaimepa (cunres nenu JAHK mpu 70-72°C).

AHTHKOAOH — Tpynna u3 TpEX OCHOBaHUM, 3aHUMaroIIasi (UKCUPO-
BaHHOe noJyioxkeHue B TpancnoptHoit PHK (cm. Tpancnoptaas PHK), kxo-
TOpasi KOMIUIEMEHTApHA KOJOHY (CM.) B MH(OPMAIIMOHHON (MaTPUYHOM)
PHK (cm.).

AHTHOHKOTeHbI (FeHbI-CYIIPecCOPbI OMYyX0JIEBOI0 POCTA) - \ICHBI,
AKTUBHOCTb KOTOPBIX MPEMSITCTBYET Pa3BUTHUIO oOIlyxouieil. ~Ho, ceoemy
(GyHKIMOHAIFHOMY HA3HAYEHUIO aHTHOHKOTEHBI SIBISIIOTCS] AHTArOHHUCTa-
MU OHKOI'€HOB. XOPOILIO M3YYEHHbIM aHTUOHKOI'E€HOM #BJsi€TCcs reH Rb,
(kogupyet 6enok pRb, momapmsromuii KJI€TOYHBIC ASICHUS B HOPMAJIbHBIX
KJIeTKax). MyTanus 3Toro reHa NpuBOJUT K 00pa3@BaHMIO pETUHOOIACTO-
MbI U1 HEKOTOPBIX JPYTrUX OMyXoJieh (0CTEOCapKOMSbI, KAPIIMHOMBI JIETKHUX,
MOYEBOI0 MY3bIPsi, IPOCTATHI).

AnonTo3 — Mpouecc NporpaMMUPOBAHHOM THOEIN KJIETKH, KOTOpas
IPOUCXOAUT TPH HOPMAJIHLHOM Pa3BUTHH; (PYHKIIMOHUPOBAHWU U OOHOB-
JeHuH TKaHel. OTimMyaercs OT HEKPO3a, TPH KOTOPOM THOENb KIETKHU 00Y-
CJIOBJICHA JICHCTBUEM BHEITHUX (haKTOPOB (CTPECC WIIM TOKCHHBI).

AyTOoCIUIAMCMHT — CIUTaMCUHE npeamectseHHnKoB MPHK, nmpowucxo-
o 6e3 ydacTusl Kakux<nm@o ap. MakpoMosekyn ((hepMeHTOB), T.e.
MPHK cama sBnsieTcs katajm3aTopoM 3TOro mpoiecca (pubo3uMoMm); siB-
nenne A. otkpeito T.¢llexom c coaBt. B 1981 npu anamus npoueccuHra
pubocomuoi 26S-pPHK v undyzopun Tetrahymena thermophila.

b

baktepuodar — Bupyc, MOpaxarolmuid ONpeleeHHBIN TUIT OaKTe-
puii. O01Iee Ha3BaHUE BUPYCOB, MHGULUpYOIUX Oakrepun — (aru (Oax-
Tepuodart).

baxrtepuodar A, ¢par A — ymepeHHwii Oaktepuodar, uHOU-
mupyrommii E. coli (cm.). Ero renom npencrarisier co00ii THHEWHYIO TBY-
antyatyto JIHK pazmepom B 49 k0, yrakoBaHHyIO B O€TKOBYIO 00OJIOUKY.
Ha xaxxnom 5'-konne JIHK nmerorcst ogHoIEnoYeyHbie KOMITJIEMEHTaApHBIC
ydacTku (cM. COS-caiiTel) 1yiMHOM B 12 HYKI€OTUI0B (CM. JIUTIKHE KOHIIBI,
KocMuibr), 4To mo3BOJISIET €l 00pa30BBIBATh KOJIBIEBBIE CTPYKTYPHI TIOCIIE
MomnajaHus B KJIETKYy-X03siuHa. Dar A 061a1aeT CoCOOHOCTHIO K YMEPEH-
HOM MH(EKIUHU, T. €. KpOME pa3pylICHUs KIETKH OH MOXET BCTpaumBaTh
ceoro JIHK B xpomocomy OakTepuasbHON KIETKH W JIJIUTEIHHOE BpeMs
permmuupoBarbess cHHXpOoHHO ¢ [IHK X03s1iicKkoi KIETKH.



Bank renoB (gene bank) — nHa®op reHoB JaHHOrO OpraHusma, Io-
Jy4eHHbIH Ha ocHOBEe pekoMOnHaHTHBIX JIHK (cM. ['enomHas 6ubnnoreka,
bubmmoreka reHoB).

beaku «MHKOBBIE MaJbUbLD> — OJHA W3 OCHOBHBIX rpymn JIHK-
CBSI3bIBAIOIIUX OEJIKOB: SIBJISIOTCSl PETYJISATOPAMH TPAHCKPUIIIIUU, COJEP-
KaT XapaKTEePHBIM TOMEH, KOTOPBIM BKIIOYAET 2 IUCTEUHOBBIX U | TUCTH-
JTMHOBBIN OCTATOK: — 3T aMUHOKHUCIIOTHI B3aUMOJICUCTBYIOT C MOHOM ITUH-
Ka, a PacrojoKeHHass MEX/1Y HUMHU MOJUIENTUIHAS [IE€MO0YKa BHIIECTINBA-
€TCs B BUJIE «maibiiay; odmupHas rpymnmna b.«Il1.I1.» xogupyercs mmpoxo
JUCTIEPTUPOBAHHBIMU 110 T€HOMY I'eHaMHu TpyIibl Zfp (Hanpumep, y MBI
n3BeCTHBI Ha XpoMocomax X, Y, 11 u 8); oaun u3 HanboJiee U3BECTHHIX
b.«I.IL.» xomupyercs renom Kprormens.

buoanoreka renoB (gene library) — kosutekius nmpousBOILHO KIIO-
HUpOBaHHBIX (pparmenToB reHomHou JIHK opranmsma (cm..TenHomHuas
oubimoTteka, baHk reHoB) Wiu cnenuanbHbI Habop PpparmenToB JIHK,
npeACTaBIAOMuUX, Hanp., kouiekuuto nPHK (cm. PHK utidpopmanmonnast,
k/IHK), skcipeccupytoiyrocsi B KIETKE B ONPeACIIeHHOEe BpeMs. B Takux
OoubmMoTekax (PparMeHThl MHCEPLUUPYIOTCS (BKIOUAIOTCS) B MOAXOJSIINE
BeKTOpa, Hamp, kKocMuaHable (cM. Kocmuma), mw OakTepraibHbIe BEKTOPHI,
u Tpancpopmupytores (cM. Tpanchopmaiiust), B moaxoadiiero xo3sauda. B
ujeane reHoMHasi OMOJIMOTEKa JTOJDKHA |CONEpkKATh MPAKTUUECKH BECh Te-
HOM BH/JIa, U3 KOTOPOr0 OHa mpoucxoaut, a oubnuoreka k/IHK — Bce pa3-
nruHble Mosekysbl MPHK nanHOW KIETKM HA OTHOM W TOM K€ CTaJUM pa3-
ButHs. Ceiluac CKOHCTPYUPOBAHO, MHOXKECTBO THIIOB T'€HHBIX OUOIHMOTEK
JUTSL pa3JIMYHBIX LIEJIeN UCCAeI0BAHMUS.

Baacromepsnr (blastomere) — npoOsmiuecs kieTku, oOpas3yromuecs
MIPU MUTOTUYECKUX ACHCHUSIX SUIEKIETKU (3Ur0ThI), KOTOpPhIE 00JagaroT
MOTEHILMSIMHU, PEAIM3YEMbIMU B Ipoliecce pa3BuTusA. b. He pacTyTt, mos-
TOMY YMEHBIIIAIOTCS B pa3Mepax MpH MOCIeI0BATEIbHBIX JEICHUIX.

Baacryaa (blastula) — 3apoapiin MHOTOKICTOYHBIX KHBOTHBIX, 00-
pasyroluiies B mpoliecce MocieI0BaTeIbHbIX APOOJICHHUN siila (3Ur0ThI),
OT THUIIA KOTOPBIX 3aBUCUT cTpoeHue b.

Buonosumepbl —  BBICOKOMOJIEKYJISIDHBIE  OpPraHUYECKHE  CO-
AUHCHUS, BXOSIINE B COCTaB KUBBIX OPraHU3MOB (O€IKH, Moiaucaxapu-
Iib1,, HYKJIEMHOBBIEC KUCJIOTHI).

Baorrunr [blotting — npomakanue] — srtam npouecca Cay3epH-0J10T
ruOpuUIM3aIiy, B pe3ysibTaTe KOTOPOH BECh dNEKTPODOPETUUECKUN CIIEKTP
JIHK otneuarbiBaetcs (blotting) 3a cuer KamvLIAPHBIX CHJI HA MPHIIOKEH-
HOM K T'eJII0 HUTPOIICIUIIOJIO3HON MeMOpaHe (TUICHKE), IMociie 4ero (pukcu-
pyeTcsl Py MOMOIIM BRICOKOM TEMITEPATYPHI.

Bbokce Xornecca, TATA-6okc — crneuuduyueckas IOCIEI0OBATEIb-



HOCTh HYKJICOTHUJOB, MPHUCYTCTBYIOIIAsI B MPOMOTOPHBIX OOJACTSIX T'€HOB
aykapuoT; o0o6meHHas ctpykrypa b.X. — TATA(AT)A(AT); BeinoJHSIET
PETryISTOPHYIO (PYHKIIMIO — Yy4YacTBYeT B HWHHUIMAIIMU TPAHCKPHUIIIIUH,
obecnieunBasi opueHtanuio PHK-nonvMepassl 0OTHOCUTENBHO MPOMOTOPA,
(GYHKIIMOHAIBHO SKBUBAJIEHTEH O0KCy [IpnOHOBa y MpoKapHoOT.

boxkc IIpudHOBa — HYKJICOTH IHAS MTOCIIECIOBATEIBHOCTh Y IPOKAPHOT,
pacrnonoxenHas 3a 10 HyKJIEOTHIOB OT TOYKM WHHUIIMALMKM TPAHCKPUIILIIU
1 OOBIYHO cocTosmas u3 6 (mHoraa 10 9) ocHOBaHUM, KaHOHHWYECKas I10-
cnenpoBarenbHocTh b.II. — TATAAT; npenmnonaraercs, 4To Ha y4acCTKe
Bb.II. npoucxoaut pacreranne nened JJHK B MOMEHT mHMIMamAM \TpaH-
ckpuniuu, Takke b.II. HeoOXoaum s NpaBUIBLHOTO OPHUEHTHPOBAHUS
PHK-nmonmumepassl Ha npomotope; a”anorom b.Il. y sykapnor ssnsercs
O0okc Xoruecca, BHIMOJHAIOUIUNA T€ K€ (PYHKIIHUH.

B

BekTop KJOHMpoBaHusi, KJoHupylommii BekTop (cloning
vector) [nat. vector - Be3ymuii, HecyIuii; rp. €lon - oTmpeIcK, BETBL] — pe-
KOMOMHAHTHBIN BEKTOp (CM. Bekmop), coaepkaiuili cailTbl pecTPUKIINH,
0 KOTOPHIM B HETO MOKET ObITh BCTPOEH 000 MO jIeKaIui KIIOHUPO-
BaHUIO uyxepoaHbiil pparment JJHK,\i crocoOHBIII K aBTOHOMHOU pe-
TJTMKAIUU B OaKTEPUATIbHBIX, IPOKIKEBBIX MU UHBIX KIIETKaX.

Bekrtop, nepenocuuk — wmosekyna JJHK, cnocoOHas camocTosiTens-
HO PETUTUIIMPOBATHCSA B KJIETKaX Pa3IMUHbIX OPTaHU3MOB, BKJIIOYATh B CE0s
gyxkeposuyto JIHK u ob6€creunBath pa3MHOKEHHE (KJIOHUPOBAHUE) U Pa-
00Ty (9KCIIPECCHI0) BCTPOCHHOTO B HE€ MCKYCCTBEHHO KaKOTro-In0O TeHa.
SIBnsieTcss MHCTPYMEHTOM T€HHOM MHXKEHEepUU, 00eCTIeurnBarOIUM JOCTaB-
Ky (MIepeHoC) TeHCTHIEeCKO HH(POPMAITUU B KIIETKY-PEIUITUEHT U €€ KJIOo-
HUpOBaHUE (CM.).

A BEKTOpP..— BEKTOp CKOHCTPYHUPOBAHHBIN Ha 0aze dara A (cM.), uc-
MOJIB3YIOLIMICS MPU KIOHUPOBAHUM JIOCTATOYHO OOJIBIIMX (parMeHTOB
gyxkepoanon JIHK pimnoit okono 15 xO.

Beanuuna renoma (genome Siz€) — KOJIHMYECTBO MMap OCHOBaHUIA
(m.0:) JIHK B pacuere Ha raruiouIHbIA T€HOM; UHOT/a (UTO HEBEPHO) IO-
Hsatre B.r. ucnons3yercs st 0003HaueHust BecoBoro coaepxkanust JJHK (B
nuKorpammax Ha kietky). [lo mocinennum nanHbIM B.r. cocraBiser: y

6aKTepI/H7I—2-1O6 m.0., Hemaroa—1-10 m.o., HaCGKOMLIX—Z,B-log I1.0., MOJI-

HIOCKOB—1,6-109 I1.0.’ pI>16—1,4-109 I1.0., HTI/IH—1,2-109 I1.0., MJICKOITUTAIO-

1111/1)(—2,6-109 1.0., genosexa—3-10° m.0.» Fomocemennbix—1,6-10" mw.o.
Bupycel — ¢popmbl BHEKJIETOUHOU KU3HU, KOTOpble cocTosT n3 JIHK

(AHK-Bupycsl: afeHOBUPYCHI, OaKyJIOBUPYCHI, TEMUHUBUPYCHI U JIp.) WU
PHK (PHK-BupychI: 6pOMOBHPYCHI, pETPOBUPYCHI U JP.) U OEITKOBOH 000-



J04KU. B. He comepKar KIETOYHBIX OPTaHeNlJl U MCHOJIB3YIOT ISl PEIIn-
KAl METa0OJU3M KIETKM XO3siuHa. KieTka Xo3d1MHa MOXET OBbITh pas-
pyLlIeHa B mpoLecce permkanuu, 1 B. ocBoboxnaercs u3 kinetku. B., na-
TOT'EHHBIE ISl OaKTepuil Ha3bIBalOT OakTeprodaraMmu (CMm.).

Bupyc sv-40, Bupyc 00e3bsiH — TOJIHMOMAaBUPYC, TEHOM KOTOPOTO
COCTOMT M3 KOJIbIIeBO# JAByHUTYaTOM Mosekynsl JIHK pazmepom B 5,2 k0,
conepxarieil 5 renoB. BriepBrie Obl1 00HapyX eH Y appUKaHCKOM 3eJIeHON
mapteiku Cercopithecus aethiops. MuduupyeT KyJIbTHBUPYEMbIE KIICT-
KM TIPUMAaTOB, UCKIIFOYas desioBeka. PasmHoxenne B. o. mpuBoauT Kk 00pa-
30BaHuO 10 100 000 BHUpYCHBIX 4acTUIl B OAHOM KJIETKE — 3TO MO3BOTISIET
ucrnosb3oBath BupycHyro JIHK B kauectBe a3(pdekTrBHOTO BeKTOpa B TEH-
HOW MH)KEHEPUHU.

Bropu4Hblii MecceHI:Kep (BTOPUYHBIN MOCPEAHUK) — XUMHUYECKOE
COCAMHEHNE BHYTPHU KJIETKHM, BOBJICUCHHOEC B MHULMALMIO OTBETA HA CUI-
HaJI OT XMMHYECKOTO HOCUTENS (HapUMep, TOPMOHA), KOTOPBIM HE MOXKET
MIPOHUKHYTH B KIIETKY-MHUILIECHbD.

BBIPOKIEHHOCTH KO/JA - CBOMCTBO I'€HETUYECKOFO KOJA, 3aKIH0Yar0-
nieecs B ToOM, 4To 18 n3 20 aMMHOKHCIOT KOAMPYROTCS HECKOIBKUMU KO-
noHaMu. OHUM KOJOHOM KOJHMPYIOTCS TOJIBKO AMUHOKHUCIIOTHI METHOHUH
U TpuUnTodaH.

Boicokonosropsaromasca AHK — BykieoTuiHbIE TTOCIIEN0BATEIBLHO-
CTH, COJIEPKAINECS B TECHOME B COTHAX THICAY WJIM MUJUIMOHAX ITOBTOPOB
U TIEPBBIMU PEACCOLUMUPYIOIIMECS BO BPEMS pEHATypaluyd TOTaJIbHOMN
JTHK. Bxozast B cocraB rerepexpomaTuna u caresumatHon JJTHK.

I

p-ranakrosunasza (f-galactosidase) — ¢epMeHT, KOTOpBIN KaTaliu-
3UpYyeT PAcIICIUIEHUS, JAaKTO3bl Ha TIIIOKO3y W rajgakro3y. Y E. coli f.-r.
ABJISIETCS TETPAMEPOM, KOAUPYyeMbIM [ac-Z-reHom, pasmepom 500 /1. f.-t.
OTHOCHTCSI K EPYHIIe aJallTUBHBIX (PEPMEHTOB, T. €. €T0 CHHTE3 BO3MOKEH
TOJBKO IIPU HAIMUUK CyOcTpara (JaKTO3bl) BO BHEIIHEU Cpe/ie.

G 6eaxu — OelKu, JIOKAJM30BAaHHBIE HAa BHYTPEHHEH MOBEPXHOCTHU
TUIA3MAaTHYeCKO MeMOpaHbI, KOTOPBIE COCIUHEHBI C TYaHO3WH TpU- U
mubocharamu (I'TO u I'ID). IlepenaroT cUTHAIBI C BHENTHEH CTOPOHBI
MeMOpaHBI yepe3 TpaHcMeMOpaHHbIe perenTopsl (G-0eI0K cConmpsKEeHHBIN
perenTop) K aJCHWIATIIHKIA3e, KOTOpas KaTalu3upyeT (OpMHpPOBAHHE
BHYTPH KJICTKA BTOPUYHOTO NIEPEHOCYHKA - MUKINYecKoit AM®.

Feab — xeneoOpa3HBId MATPUKC, COCTOSIIHNNA U3 MOJTMMEPHOTO KOM-
noHeHTa U Oy(epHOro pacTBopa, UCHOJB3YeTCS IS pa3AelieHus B IPO-
necce anekrpodopesa monekyn JIHK m PHK (araposnsiii I'., momakpuna-
MuiHbIN [7.) wm 6enkoB (TToTMaKpUiIaMUIHBIA WA KpaxMabHbIH, I'.).



I'en — ocHOBHas ¢u3nyeckas U QyHKIMOHAJIbHAS €AMHUIA HACIIE/I-
CTBEHHOCTH, Hecylasi HH(HOpPMALMIO OT OJHOTO MOKOJIEHUS K Apyromy. .
IpescTaBIsIeT co0oi crenupruYecKyro MoCaeA0BaTeIbHOCTh HYKICOTHIOB
B JIHK, a y HekoTopsix BupycoB — B PHK, nerepmununpyrommx min HyK-
JAe0TUIHYIO nocienoBaTenbHocTh TpancnopTHbix PHK (T/IHK), niamn pubo-
comubix PHK (p/IHK), nim nocinenoBareIbHOCTh aMUHOKHUCIIOT B O€NKax.
Kax mpaBusno, I'. cocTOsT U3 KOAMPYIOUIUX (IK30HBI) U HEKOIUPYIOIIUX
(MHTPOHBI) MOcea0BaTeIbHOCTEH. HTPOHHbBIE MOCIE0BATEILHOCTH Ya-
IIe BCEr0 BCTPEUYAIOTCS y dyKapuoT. JItoboii I'., 3aHuMaeT cTporo ornpeme-
JIEHHOE€ MECTO, WJIH JIOKYC (CM.), B XpOMOCOME M MOXKET MyTUPOBaTh B
pa3JIMYHbIEC AJUIEIBHBIE COCTOSIHUS, a TAKXKE PEKOMOUHUPOBATEC . [OMOJIO-
ruyHbiMUA TeHaMu. JleiictBue I'. nposiBnsiercst B ¢penotune. Ilo BbimonHse-
MbIM (pyHkusM . moapaszaensaroT Ha 3 kiacca: a) cTpykTypHbie I'., koTo-
peie Tpanckpubupyrotes (cMm. Tpanckpuniust) Ha JJHK,\a.3atem Tpauciu-
pytoTcsi Ha pubocomax (cMm. TpaHcnsuus) B NOJUHENTUIHBIE LIEOYKH; 0)
ctpykrypHble ., koTopsie TpanckpuOupytorcs B pPHK wnu TPHK u camu
HENOCPEICTBEHHO MCIOJIB3YIOTCS; B) peryiaropHeie ['., KoTOopble He
TPAHCKPUOUPYIOTCS, HO CIyKAT calTaMu, y3HaBaHus (CM.) [uisl (DEpMEHTOB
u 1p. 6enkoB npu peruukanuu 1 Tpanckpunnuu JIHK. Tepmun BBenen B.
HNorancenoM B 1909 r. u Hepenko 3aMEHSETCS MOHITUAMU '"HACIIEICTBEH-
HBIM QakTop".

I'en ycToilumBOCTH — T€H, KOJAUPYIOIIUI OEJIOK, KOTOPBIA KaTalu-
3UpYET pa3pylIEHUE TOKCUHA. ') y. 4aCTO MCHOJIb3YIOTCS B BEKTOPAX KIIO-
HUpOBaHMS (CM.) g oQjieryeHus oTOopa TpaHcPopmaHTOB (Hamp., T€H
AHTHOMOTHUKOYCTOMYMBOCTH U . ).

Ien-peryasitop. (regulator gene) — reH, KoAUpyHOIIH OEIOK-
penpeccop, B3auMoAeHCTBYIOIINI ¢ TEHOM-OIIEPaTOPOM U TaKUM 00pa3zom
PEryJIUPYIOIUMNTPAHCKPUIIUIO “CBOEr0’” ONEPOHA y MPOKAPHOT.

I'enHasi Tepanusi - J€YCHUE HACJIECICTBEHHBIX 3a00JICBaHUN MyTEM
BBEJICHKS I'€HOB B KJIETKH IMMALIMEHTOB C LEJIbIO0 HAPABICHHOTO U3MEHEHUS
TE€HHBIX NE(PEKTOB.

IeHeTnyeckass NAKTHIOCKONUS W WACHTH(QUKANUSA HHIAUBHUIYY-
MOB' — TOYHas WJEeHTU(UKAIMS (JaKTUIOCKOMUS) UHANBUYYMOB KHUBOT-
HBIX M PAaCTEHHU HA OCHOBE MOJIEKYJISIPHO-TEHETUYECKOTO aHaIN3a UHIU-
BunyanbHbix oOpasnoB JIHK (cm. T'ennas maktunockonus, JIHK-
¢dbunrepnputudr, @uurepnpunt JHK, CexenupoBanune JIHK, IIL[P-
TEXHOJIOTUH).

I'eneTnyeckasi uHKeHepus, resHass u. — 1. Hayka o reneTnueckom
KOHCTPYUPOBAHUU, HAMPABICHHOM CO3/IaHUU HOBBIX (JOPM OMOIOTHUYECKU
aktuBHBIX JIHK 1 renernuecku HOBBIX (POPM KIIETOK M I[E€TTBIX OPTraHU3MOB
C MOMOIIBIO UCKYCCTBEHHBIX MPUEMOB NEPEHOCA T'€HOB (TEXHOJOTUH pe-



komOuHaHTHBIX JIHK, reHermyeckoil TpaHcopmaiuu, THOpHIU3AIIUM
KJIETOK). 2. DKCIEPUMEHTAIIbHBIE pa3/ieiibl MOJIEKYJSIPHOW M KIETOYHOM
OMOJIOTMH, KOTOPBIC MO3BOJISIOT IN VItr0 M3MEHATh CTPYKTYPY I'€HOB, CO-
3/1aBaTh HOBBIE€ T'€Hbl WJIM KOHCTPYHPOBATH XMMEPHBIE T€HbI (CM. PEKOM-
ounantHas JIHK). I'. u. Bo3nukna B 1972 r., korna soepseie I1. bepr co-
3nan pekomouHanTHy JIHK, BktouaBmyro B ce0st pparmenTsl dara-A, E.
coli u Bupyca 06e3bsiH SV40 (cM.).

I'enernueckasn Tpanchopmamusi (genetic transformation) — cwm.
Tpancdopmariusi.

I'enHeTH4eckue KApTHI — KapThl JIMHEHHOIO PACOJIOKEHUS TCHOB Ha
XpoMOcOoMe (TPYIIbl CUETIICHUS), BBISIBICHHBIE B SKCIEPUMEHTaX HO, I'e-
HETUYECKUM PEKOMOMHAIIMSAM, a TAK)KE paclpeiieieHHe TeHOB IO \PasHbIM
XpOMOCOMaM, Kak MpaBWIO, C YKa3aHUEM T'€HETHUYECKOTO~ PACCTOSHUS
MEXIy HUMH.

I'eHeTHYecKUIl KOJ — CHCTEMa 3alKCH HacleACEBeHHON uHdOopMma-
LMY B MOJIEKYJIaX HYKJIEMHOBBIX KUCIIOT (CM.), OCHOBAHHAS Ha OIpEEIICH-
HOM 4YepelIoBaHUM nocieaoBarebHocTerd HykieoTrunoB B JIHK nmm PHK,
00pa3yronux KOJAOHBI (CM.) JIJIi COOTBETCTBYIOLUUX aMHUHOKHCIIOT B Oe€l-
kax. I'. k. Tpurmieren (cMm. Tpurer) — 3 HyKI€oTuaa KogupyoT 1 amuHo-
kucioTy. Ko Ha3bIBalOT BBIPOKIECHHBIM(CM BBIpOKAEHHOCTD KOJa), T.K.
18 u3 20 aMMHOKUCIIOT ONpeAesieTcs. He OHUM, a OOJIBIIUM YUCIIOM KO-
nonoB. Kox untaercs ¢ puKCUpOBaHHOW TOYKH CTapTa, B OJTHOM HaIpaB-
JIEHUH, MO 3 MOCIEAO0BATENbHO ENEAYIOMUX IPYT 3a IPYroM HYKIJICOTHIa
(Tpurieta). I'. k. yHMBepcaseH JJisl BCEX )KUBBIX OPTaHU3MOB.

I'eHHasi JAKTHJIOCKOMMS “— TOYHAs WACHTUPHUKAIUS (JTaKTUIOCKO-
nusi) ocoOM Ha OCHOBE MOJIEKYJISIPHO-TEHETUYECKOTO0 aHalii3a WHIAUBUTY-
anbHbIX 00pasuoB JHK (cm. JITHK-dunrepnputunr, ®unrepnpunt JHK).

I'enom (genom)s — COBOKYIHOCTb T'€HOB, COCTABJISIOIINX TaIrlJIOMI-
HBI HA0Op XPOMOCOM JaHHOTO BHAa opraHu3Ma. OCHOBHOM TarIOWIHBIN
Ha0OP XpPOMQCOM.

I'enoMuKka - pa3fien r€HETUKH, MPEIMETOM KOTOPOTO SIBISIETCS H3Y-
YeHUE . TPUHIUIIOB  TOCTPOEHHUS TEHOMOB M  HUX  CTPYKTYPHO-
(yHKUHMOHATBLHON OpraHu3aliu.

Ienomuas 6mémorexa (genomic library) — HaGop KIOHUPOBAHHBIX
(em. Knonuposanue) ¢pparmenros JJHK, npeacrapnstomnx nHAMBUY b~
HbII (BU0BOM) reHoM (cMm. bubnuoteka reno, bank reHos). ¥ miekomnu-
TalMMX (B T. Y. Y YEJIOBEKA) TEHOMBI KPYITHBIE, TO3TOMY JJIsl HUX OOBIYHO
CO3/Ial0T XPOMOCOMHbBIE OUOTUOTEKH (CM.).

I'enomuas JTHK (geitomic DNA) — 1. Bes xpomocomuas JTHK op-
ranusma; 2. Anepnas JIHK B kietkax sykapuot (cm. Jle3okcuprbonykiie-
HMHOBAas KHCIIOTA).



I'eteporamusi [retepo + W rp. gamos — Opak| - TUI IOJIOBOTO
mpolecca, Npd  KOTOPOM  JIBE€  TraMeThl, CIMBAalOUMecs  Ipu
OILUIOJOTBOPEHUH, PA3IMYarOTCs 10 BHEMHeMY BHay. IIpu rereporamuu B
Y3KOM CMBICJIE TaMEThl O0OOUX TOJIOB PAa3jIM4aroTCs TOJIBKO MO pa3Mepy -
reTeporaMeThbl, aHU30TaMeThl (CM. AHHM30ramusi) U HE pPa3Iu4uMbl IO
dopmMe © TOBEACHHWIO (HAMpPUMEp, TOJBIKHBIE >XTYTHKOBBIE TaMEThl
HEKOTOPBIX Bojopociei). KpymHas ramera Ha3bIBaeTcsi MaKpOTameTou
(sfiuekneTkon), Menkas - Mukporamerod (cmepmaro3ousiom). [lpu
HMIMPOKOM TOJKOBAaHUM reTeporaMusi BKIIIOUAET B ceOs Takke ooraMuto,(y
BCEX JKMBOTHBIX, BCEX BBICIIMX M MHOTHX HHU3IIMX PaCTEHUM )y TPH KO-
TOPOU AMIEKIIETKA U CIIEPMATO30U/T (CIIEPMUIA) pa3IUYalOTCSLAI0 Pa3Mepy,
dbopMe 1 MTOBEICHUIO.

I'etepoxpomatun (heterochromatin) — yacts XpomMaTrHa, HaXO/sIIa-
ACs B KOHJICHCHUPOBAHHOM COCTOSIHUU B MHTEp(a3e KIETOUHOIO 1UKIIA, KaK
MPABUJIO, PEILUIUIIMPYETCS MO3KE DYXPOMATHUHA U B“QCHOBHOM COCTAaBJICH
BBICOKOIIOBTOPSIIOIIUMUCS TocienoBarenbHocTamMus - JIHK B cocrase T
Jalie BCero He TpaHCKpuOupyertcs; TepMuH «L» mpemnoxken J. XeuTtiem
B 1922 r.

I'mOpuam3zaums npaiimepoB — BTopasd ctagus [ILIP B xone koTopou
NpU CHIDKEHUHM TEMIIepaTypbl B peakIMOHHON cMecu In Vvitro ¢ 92°C mo
50°C mpoucxoauT THOpUIU3AIMS | MPAMEPOB C MATPUYHBIMU IETISIMU
JIHK (cm. omxur). OTa ctagus 00bidHO npoTtekaeT 30 cexkyHI.

I'mopuanas (pexomOmHanTrHasi) JIHK — HoBas mociegoBaresnb-
HocTh JIHK, oOpa3oBanHas in Vitro myrem jurupoBaHusi (CM.) ABYX WIH
0onee HeromosornuHbix Monekyn JJHK. Hamp., pekoMOuHanTHas mia3mu-
na (cM.), copeprkamfasoHy win OoJiee BcTaBOK dykepoanoin JIHK, koTo-
pbI€ BKJIFOYEHBL-B ‘CAUT KIOHUPOBAHUS WA B MOMWIMHKEp. OpraHu3msbl,
coJiepkamue-takue in Vvitro ckorucrpyuposannbie [IHK, Taxke oTHOCATCS
K pekoMOuHaHTaM (pexkomMOuHaHTHBIN (ar, 6akTepus). Pek. JIHK mupoxo
UCIIOJIb3YETCsl B TCHETHUSCKOM HHXKEHepuH N Vitro.

I'MO"(resernyecku MOAU(PUUMPOBAHHBIN OPraHU3M) — OPTaHU3M,
TEHOTUIT KOTOPOro OBl MCKYCCTBEHHO M3MEHEH IMPHU MOMOIIM METOJIOB
reHHol wuHxeHepun (cMm. HaciieqCcTBEHHO W3MEHEHHbIE OpPraHU3MBI,
TPaHCPOPMHUPOBAHHBIE OPTAHU3MBI, TPAHCTEHHBIE OPTAaHU3MBI).

I'yanun, I' [guanine, G, ucm. huanu — HaBo3 u nart. -in(e) — cydduxc,
0003HaYaONINN «IMOJIOOHBIN»]| — MypUHOBOE OCHOBaHUE (2-aMUHO-6-
OKCHUITYPHH), KOMIUIEMEHTapHOE LIUTO3UHY (cM. [Jumo3un, 1]) B HyKJI€HUHO-
BBIX KHCJIOTax, COJEPIKHUTCS BO BCEX JKMBBIX KieTkax B cocrtaBe JJHK u
PHK, Bxomut B cocTaB ryaHo3uHa. I'. — CTpyKTypHBI KOMIIOHEHT HU3KO-
MOJIEKYJIIPHBIX KO(EPMEHTOB, UCXOTHOE BEIIECTBO MPU OMOCHUHTE3E ITe-
puHOB, pubodaBuHa, ¢ponreBoit kucnotel. Hykieorun I'. (ryano3unTpu-



docdar, [ TD) yuactByeT B CUHTE3€ OCJIKA, aKTUBAIIUU >KUPHBIX KHUCJOT,
IIUKJIC TPUKAPOOHOBBIX KUCIIOT, TIIFOKOHEOTEHE3E.

A

JAByxuenoyeynas mojekyiaa k/IHK — cm. k/IHK, komnnemenrap-
Has JJHK.

JIByHanpaBJIeHHAs PEIVIMKALMSA — PEIUIMKALNS, PU KOTOPOU JBE
PEIUIMKAIMOHHBIE BUJIKM JBH)KYTCS B IPOTHBOINOJIOKHBIX HaIpaBICHU-
X OT obmiero crapTa - oriC.

D-netasi — o6nacte BHyTpu MutoxonapuansHoi JIHK, B koTopoi
HeOoubioi yyactok PHK-mipaitmepa B3auMoaeicTByeT ¢ OQHON U3 Hetneit
JIHK, BBITECHSISI MCXOAHYH) KOMIUIEMEHTAPHYIO LEMb. JTOT IKE. TCPMHUH
UCIOJIb3YETCs MPU OMUCAHUU COOBITHUS, KaTanu3upyeMoro RecA-Oenkom,
KOTOpPOE 3aKJII0O4aeTcs B 3aMeHe ogHOM wnenu B aymiekcHon JIHK
npyroun oxpHouenodyeunor JIHK, 3axBaueHHOM U3BHE.

Je3okcupndo3a — Mojekyna puOO3bl y KOTOPOH OTCYTCTBYET TH-
POKCHWJIBHAE rpymnmna Mpu 2'-yriepoJHOM aTOME CAXaPHOIrO KOJIbIA, BXOJAUT
B COCTaB JIC30KCUHYKIICOTH/IOB.

5'CH,OH _O OH 5CHOH O OHV 5 CH,OH _o OH

OH OH OH H H H
Pubo3za Je3okcupudosa June3oxcnpudosa

Je3oxkcupudonyrientnopass kuciaora (JAHK) — Beicokomonexkysp-
HBIH MOJIUMEP, COCTOSIIIMIA U3 YeThIpeX Ie30KCupuOoHykiacotuaoB (A, T,
I, I'), anepuoguYecKrmM YepEAOBAaHUEM KOTOPBIX KOAUPYETCS T€HETHUYeE-
ckasg MHGOpMALUSI-BUPYCOB, OakTepuid U BeiciuX opranu3moB. JIHK mo-
xeT ObITh QaHoHuTUaTon (SSHAHK), Kak, Hamp., y HEKOTOPBIX BUPYCOB, WIH
nsyautyatoi (dsIHK) y Bcex BbicImx opranu3MoB. Y aByHutdaroi JJHK
JIB€ KOMILTEMEHTapHbIE HUTHU 3aKPy4Y€Hbl B CIHPAJlb, OJIHA HUTh BOKPYT
APYTOH~C MPOTHBOIIOIOXKHOW OpUEHTAIMEH (aHTUTIapaJUIebHbl, 5' 2> =
<. 3! u, HaoOopoT, 3' = > > 5'). JIBe HUTH yIEPKUBAIOTCS BMECTE BOJIO-
POAHBIMU CBSI3SIMU MEXAY KOMIUIEMEHTApHbIMU OcHOBaHusaAMU (A =T; ' =
I1). IHK cnocoOHa k camMOyJIBOCHHIO, YTO 00ECIIEYMBAET IEHETHYECKYIO
MIPEEMCTBEHHOCTh MEXAY TMOKOJECHUSIMU B TIPOLECCE Pa3MHOXKCHMUS.
Hapymenune nocnenoarensHocTel HykiaeotuaoB B uenu JHK npuBoaut
K HAaCJIEJICTBEHHBIM U3MEHEHUSAM — MYTAIUSIM.

Henarypanusa JHK — 1. IIpouecc pazpennHeHNs IBOMHON CIIUPAIIA
HYKJICMHOBBIX KHCJIOT Ha KOMIUIEMEHTAPHBIE OJHOIEIOYECYHbIE HUTH IO/



nericTBueM (U3NYECKUX U XMMHUYECKUX (DAKTOpPOB (TemIepaTyphl, daBjie-
Hus, pH u np.). 2. Ilepsas cramus [P B xome xoTOpoil mpoucXoaut
HarpeBaHUEe TEMIIEPaTyphl B peakMoHHOW cMmecH In Vitro mo 90°C. Ilpu
ATOM, B T€UYEHUU 15 CeKyHJ MPOUCXOAUT pa3pylICHHUE CIA0BIX BOIOPO/I-
HbIX CBs13er Mexny HuTsaMu JIHK, u 3 oTHOM IBYXIIEMOYEYHOU MOJIEKYJIbI
JIHK o6pa3yeTtcs aBe 0JIHOIECTIOYECUHBIE.

Nunesoxcunykieorna, ddNTP (Dideoxynucleotide) - ITomyuennbrii
UCKYCCTBEHHBIM IyTeM HYyKJeo3uaATpudocdar, 6€3 ruipoKCHUIbHBIX TPYIII
npu 2'- u 3'-yriaepoaHsix atroMax caxapHoro kojbiia (ddATP, ddGTP,
ddTTP, ddCTP).

JAune3okcupudo3a — MoJIeKysia puOO3bl y KOTOPOM OTECYTCTBYIOT
TUIAPOKCUJIbHBIE TPYINMbl Mpu 2'- U 3'-yrJIepoaHBIX aTOMax..caxapHOTO
KOJIbIA, BXOJAUT B COCTAaB JIUIE30KCHHYKJICOTHIIOB (CM.,/PHbO3a, AC30KCH-
pubo3a).

Huctpopun (dystrophin) — xpymHbI MBIIETHBE OCJIOK (MOJICKY-
nsipHas macca Jl. yenoBeka - 427 k1), cBsizaHHBIN ¢ BHEIIHEW MeMOpaHOI
MHOTOSI/IEPHBIX MBIIIEYHBIX BOJIOKOH M BOBJICYCHHBIN B TATOrE€HE3 IIIUPOKO
pacnpoCTpaHEeHHbIX MbIIEUYHBIX AucTpodmii/Jomenna u bekkepa; ren .
pacnoyioxkeH B X-xpoMocome (Xp21.2),/ u sSBISETCS OJHUM M3 CaMbIX
OOJIBIIINX TEHOB YeJIOBeKa (JIJTMHA OKOJION2,6 MIIH. II. H., COJEPKHT 79 3K-
30HOB).

JHK-THK ruopuauzamus (DNA-DNA hybridization) — mnpomecc
obpazoBanms aByxienodegHoit, JJHK u3 nByx komIieMeHTapHBIX OITHO-
HUATYATHIX MoJieky JIHKS

JHK-n1ura3za —¢epMeHT, KOTOPbIN KaTaau3upyeT oOpazoBanue (oc-
boamdUpPHBIX CBAZCH MEXAY COCEAHHUMH HYKJICOTHJIAMH B MOJIEKYJIE
JIHK. Css3u obpasyrorcs mexay C—C, C-S, C—O u C-N 3a cuer sHEepruu
COTPSHKEHHOM.PEAKITNY TUapoin3a. B Texnomoruu pekomobunanTaHou JJTHK
UCIOJB3YIOTCsS B ocHoBHOM aBe JIHK-n., Beigenennbie u3 E. coli u T4.
JHK-n..coegunsier nse mosnekyisl JJHK myrem nurupoBanus (CM.) TyIbIX
WM _JIAIOKIX KOHIIOB. BrepBeie Oblta BeiieneHa b. Beiicom u K. Pugap -
COHOM B 1966 .

JAHK-3011 (mpo06a) — omnpeneneHHas (M3BECTHAs) paJMOAKTUBHO- U
HEpaJMOaKTUBHO MEUYEHAasl IMOCJIEI0BATEIIbHOCTh HYKIEUHOBOW KHCIIOTHI,
UCIOJIb3yeMasi B MOJICKYJISIPHOM KJIOHMPOBAHUU JJI1 UACHTU(DUKAIIUY CIie-
mupruecknx monekyn JIHK, mMerommx kKomrmieMeHTapHBIC IMOCIEI0Ba-
TeIBHOCTH. J[JI1 3TOTO HUCMOIb3yeTcs paguoaBTorpadust Win K.-j1. JIp. CHU-
cTeMa JIeTeKIuu (0OHapyKEHHUs) HEPATMOAKTUBHO MEYEHOTO 30H/1A.

JHK-matpuna (template) — mocnemoBarenpHOCcTH ocHOBaHMi JIHK
(PHK), cmyxamme B Ka4ecTBE OCHOBBI JJII CHHTE3a KOMILIEMEHTAPHBIX
HUTEHW HYKJIEMHOBBIX KUCJIOT (CM.).



JHK-nosmmepasbl (DNA-polymerases) — ¢bepMeHTBI, y4acTBYIOIIHE
B cunrese JIHK. ¥V E. coli 6pumn Beimenensl 3 tuna JJHK-m.: pol I, pol 1l u
pol Ill. Pol Il sBasieTcst oCHOBHBIM (hEPMEHTOM, OTBETCTBEHHBIM 3a Pe-
mukamnuio (cMm.) JJHK B knerke Gakrepuit. /[Ba ap. depmenta ¢yHKIHO-
HUPYIOT MPEUMYLIECTBEHHO NIpU BoccTaHoBieHuu (penapanun) JHK. Dy-
KapuoThl coAepxkar MHOKecTBO BuI0B JIHK-m., Haxomsmuxcst B pa3HbIX
4acTsAX KIETKHU: B sIAPE, LUTOIUIa3ME WM MUTOXOHIPHUSAX, U BBITIOJHSIIOT
paziuuHble QYHKIMU, TaKWE, KaK peIIMKalusi. penapanus U peKoMOruHa-
HS.

JTHK-Tonon3zomMepasbl — rpyimma (pepMeHTOB, KOTOPbIE KOHTPOIMPY-
10T YpOBEHb cynepckpyueHHoctu JHK.

JTHK-guHrepnpuHTHHT, METOJ (TEXHHUKA) CO3MaHUS (PUHIEPIPUHTA
(DNA fingerprinting or DNA fingerprint technique) — (cMm. ®@uATCEpIPUHT
JHK), nnist wero renomuast JIHK pectpukrupyercs sHI0HYKII€a3aMu (CM.),
oOpazyromuecss QparMeHTbl Pa3AENSIIOTCA MPU TOMOLIMY, F€JIEBOr0 dJIeK-
Tpodopesa (cM.), EPEHOCITCI Ha MEMOpaHbl (HUTPOLSIUTIONIO3HBIE (PUITb-
TPBI, CM.) U THOPUIM3YIOTCS C MEYECHBIMU 30HIAAMU \(C.M.) s (UHTEep-
npunta (AHK ¢ara M3, paznuyHble CUHTETUYECKHE OJUTOHYKJICOTH/IBI,
k/IHK; reHoMHbIE€ 30H]IbI, COJIEpKAIIUE TOCIENOBATEILHOCTH T€HOB; MU-
Hu- U mukpocareutel JJHK). B ciyudae nanuuusa B uccinenyemon JIHK
Y4acTKOB, TOMOJIOTMUHBIX 30HAaM, QOpa3yloTcs MOJIUMOP(HBIE MOIOCHI
ruOpUaIn3aIiy, Kak MpaBmio, cuerududnbie 1 kaxmaoro oopasmna JJHK.
[ToaTOMy MeTO MOKET OBITh MCIONB30BaH JJIsi TEHETHUYECKON UIeHTU(u-
Kaluu (IaKTWIOCKOTIMY) UHIUBUAYYMOB OoJHOTO Buja. [Ipumensiercs npu
KapTUPOBAaHUY F€HOMOB, BEISICHEHUH OTIIOBCTBA, B KPUMHUHATUCTHUKE.

JloMeH — y4acTOK HMOJUIENTUIHON IIeny OeiKa, BBITTOTHSIONINN Ka-
KyI0-1100 ero (¢QyHKUUIO “(HampuMmep, uuroruiazMarnyeckuit Jl., TpaHc-
MeMOpaHHbIN JI. M. Td1.); Kakapid [[. Kogupyercs ydacTKoM T'eHa, pacio-
JIO’)KEHHBIM MEXIY COCEAHUMU HMHTPOHAMHU (T.€. OJAHUM HK30HOM), UYTO
0OyCJIOBJIMBAET \ SBOJIOLMOHHBIN KOHCEPBAaTU3M IIOJIOKEHUST HHTPOHOB
(HampuMep;, B TeHax reMoryioOMHa MIIEKOTHUTAIomuMX); Takke . — muc-
KPETHBII YYACTOK XPOMOCOMBI, CIUPAIU3YIOIIUICS HE3aBUCUMO OT COCEJ-
HUX, YUaCTKOB (JJOMEHOB) WJIM 0O0JaJaroliuii MOBBIIIEHHONW YYBCTBUTENb-
HOcThiO K JIHKaze.

E

Escherichia coli, E. coli, kumeyHnasi majouka — TpaMOTPHIIATE]b-
Hasl KHIIEYHAss OAKTEepHsl, ITUPOKO M3BECTHAS B MOJICKYJISIPHOW OMOJIOTHH.
E€ renom (xpomocoma) BkirouaeT ok. 4500 k0 JIHK, opranu3oBaHHBIX B
50 HE3aBHCHUMBIX TOTOJOTHYECKUX TOMEHOB, U COJCPKHUT CEPHUIO MHCEP-
uii. B H. Bp. Bech renoMm E. coli cekBenupoBan nosHocthi0. E. COli mmeer



OOJbIIIOE 3HAYEHME ISl AKCIEPUMEHTAJIBHBIX HCCIEIOBAHUN pPEeKOMOU-
HautHo JIHK (cM.), T. K. OHa CIy)KUT XO3SIMHOM JUIsl OOJIBIIIOTO YHCIIa
Pa3HBIX BUPYCOB, IUIA3MUJI U KOCMUIHOTO KJIOHUPOBAHUS BEKTOPOB (CM.
Bexkrop kinonupoBanusi. Kocmuna).

EcoRl — oxaHa u3 mmMpoKo NpPUMEHSEMBIX PECTPUKLUMUOHHBIX IHIO-
HYKJIea3, MJIM PeCTpUKTa3 (CM.), u3Biekaemas u3z Escherichia coli, kotopas
B nByxuenoueyHor JJHK y3HaeT mocienoBaTtebHOCTh U3 IECTU HYKIIEO-
tusioB 'AATTIIL u paspesaer ee mexkny I' u A, oOpa3yst JIUIKUE KOHIIbI

(cm.).
3

3anasabiBaomas uenb — 1nenp gouepHent JJHK, Ha k0TOpoil cuHTe3
KOMIIJIEMEHTAPHOW LIEMX BO BPEMS PEIUIMKALMU OCYIIECTBISIETCS TTOCPE-
CTBOM coenHeHUs pparmMeHToB OKa3akw.

n

MN3o0akuentopusie TPHK — rpynna TPHKY cBsa3piBarommx ogny u ty
K€ aMUHOKHUCJIOTY, HO UMEIOLIMX Pa3HBIC aHTUKOJOHBIL;, pasHble U.TPHK
y3HaOTCA ogHOM M Tou ke amuHoaumwi-PPHK-cunrerazoii; U.TPHK oT-
CYTCTBYIOT Y METHOHWHA W TpUNTOQana, a Hanbompiee ux 9ucio (mo 6)
PACIIO3HAOT KOJIOHBI aJIcHUHA, JerlinHa u cepuHa; 1.TPHK moryTt nmers
OJMHAKOBBIC AHTUKOJOHBI, HO-PA3JINYHYIO IEPBUYHYIO CTPYKTYPY.

NHBepTHPOBAHHBbIE /KOHLIEBbIE MOBTOPbI — KOPOTKHUE TOMOJIOTHY-
HBIE MOCIIEI0BATEIbHOCTU ) OPUEHTUPOBAHHBIE B MPOTHUBOJIOKHBIX HAIpPaB-
JICHUSAX, PACMOJIOKEHHbIE HAa KOHIIAX HEKOTOPHIX MOOWJIBHBIX T'€HETHYeE-
CKHMX 3JIEMEHTOB, HapUMeEp, [S-31eMeHTOB.

NuBepTUPOBAHHBIM MOBTOP — YYacTOK MOJIEKYJIBI HYKJIEMHOBOU
KHUCJIOTBI, JIBa CETMEHTAa KOTOPOrO HMMEIOT OJMHAKOBYIO HYKICOTHUIHYIO
MOCIIEIOBATEIBHOCTD, HO IMPOTHUBOIIOJIOKHYIO €€ OPUEHTALUIO.

Nuvuuupyrommii komon (initiator codon) — komon AYI' B coctaBe
MPHK; koupyronuii MmetnoHuH ((GOpMUIMETUOHHH), C KOTOPOTO HAYMHa-
ercst) (MHUIMUPYETCs) CUHTE3 MHOTHX (BO3MOKHO - BCEX) MOJMITCITHIHBIX
neriet, y 6akrepuit kpome AYIT maunmarnuio onpenensier udorna ['VI, y
sykapuoT — Bcerna AVT.

Nuuuuupyrommii KOMILUIEKC — CTPYKTypa, HEOOXoauMasi NIl WHHU-
[[MallMM CUHTE3a MOJUMENTUIHON e pudOCOMaMM, COCTOUT W3 Majlou
(30S) cyObemuHHIIBI PUOOCOMBI, MOJEKYJI HHUIUHUPYIOMINX (HaKTOPOB,
dbopmmnmernonnHoBoii TPHK, TI'T® wu coOcTBeHHO TpaHCIUpyeMou
MPHK; Takxe N.K. — kommuiekec PHK-nonumepaser ¢ marpuunon JJHK u
WHUIIMATOPHBIM puOoHyKIeo3uaTpudocdarom, o00pa3zoBaHHE KOTOPOTO
HEO0OXOAUMO JIJIs1 UHUIIMALIUY TPAHCKPUIIIIUH.



Nudpopmanuonnas (marpuunasi)) PHK (u-PHK, MPHK) — dop-
Ma PHK, ocymectisitomas nepenauy 3anucantoit B JIHK undpopmanuu k
MecTaM CHHTe3a Oelka, COCTOUT W3 OJHOM LIETH, COAEPKHUT OT OJHOU 0
JECATH THICSIY Map OCHOBAHUM.

HNuTpoHnsbl, HMHTpPOreHHbie paiionbl (introns or intragenic regions or
intervening sequences) — IMOCICIOBATEIBLHOCTH HYKICOTHIOB y dyKapHO-
TUYECKUX T€HOB, TpaHCKpuOupyembix B npo-uPHK, koToprie 3atem Bhipe-
3al0TCSl U JIETpagupyroT B sjape. Ocraronuyecs: nociie10BaTeIbHOCTA TPaH-
ckpunTa (CM. DK30HBI) COCTHHSIIOTCS, 00pasys 3peiyro HHPOpMaIMOHHYIO
PHK (cM.), ¢ koTopoit ocyiiecTBisieTcs: Tpancisius oenka. T. o. V. HuKo-
rja He IPUCYTCTBYIOT B Oenke. WM. paznuuatorcs o jyune (ot 50 go~12000
HYKJICOTHJIOB), IO UX YUCITY Ha OJWH T'eH (0JuH 1 060Jiee) U Mo MOCIeN0Ba-
TEJLHOCTU HYKJIEOTU0B. O1HaKO B O0JbIIMHCTBE M. mOTpaHmiHbIC CalTh
Mexay M. u 5K30HOM MAEHTUYHBI. DTU MOTPAHUYHbIE YYaCTKU/OOecnedu-
BalOT IPaBUJILHOE BbIpe3aHue (IKCIU3uio, cM.) U. u crmaiicuar (cM.) 3K-
30HOB.

Nudopmanuonnas (marpuunasi) PHK (u-PHK,; MPHK) — dopma
PHK, ocymectBusitomiast nepenauy 3anucanHoil /B, JIHK undopmainuu k
MeCTaM CHUHTe3a Oelika, COCTOMT M3 OJHOM. Meru, COACPKUT OT OJHOU 10
JECATH THICSY Map OCHOBAHUM.

HNckyccTBeHHbIE TeHETHYECKHE CTPYKTYPbl — IlI€JICHANIPaBICHHO
CKOHCTPYHPOBaHHbBIC (CO3/IaHHBIC) HOBBIC (hOPMBI OMOJOTHYECKH aKTHB-
HbeIX JJHK u renernuecku HOBbIS (POPMBI KIETOK C MIOMOIIBIO UCKYCCTBEH-
HBIX MTpUEMOB niepeHoca gpparmMertoB JJHK, nenbix reHoB Uin ux 4acTeu.

In vitro (;at.), "B mpodupke'" — OHMOJOTHYECKHE IIPOILIECCHI, CMOJIC-
JUPOBAHHBIC TPU WX IKCHCPUMEHTATILHOM M3YYEHUU B YCIOBUSIX HM30JIsI-
MU OT Bcero (LEJOFQ), opraHusma, T. €. "B MpoOupke", Hamp., KyJbTypa
TKaHH, PepMEHT-CyOeTpaTHasl peakius U T.1.

In vivo — BeIpammuBaHue >KMBOTO MaTepuajia B €CTECTBEHHBIX yCIIO-
BUSIX.

K

KaprupoBanue (Mmapping) — ycTaHOBJICHWE ITO3HMIIMIA TEHOB MU Ka-
KUX-TO ompeesieHHbIX calToB (cM.) Baosb HUuTH JJHK (cMm. ['eneTtnueckue
KapThl, PecTpukiinoHHbIC KapThl).

KapTupoBanue renoB (gene mapping) — ycTaHOBJICHUE JTUHCHHOU
OpraHu3alliy TeHOB, ONpeACICHUE OTHOCUTEIHLHON JIOKAIM3aIlii TeHOB Ha
XxpomocoMax (cM. XpOMOCOMHBIC KapThl) MJIH IIa3MuAaX (KOJIbIEBas Kap-
Ta CICIUICHHUS) U OTHOCUTCIIBHOTO PAcCTOSHUS MEXIy HUMHU. I eHernde-
CKHE KapThl MOYKHO CO3/]aBaTh Ha OCHOBE aHAIM3a PEKOMOMHAIMK (CM.),
IPUHIATOrO0 B KJIACCHMYECKOM T'€HETHKE, WJIM HAa OCHOBE JIAHHBIX MOJICKY-



JSIPHOM T€HETHUKH, T, €. HaMpsIMYyI0 UCI0JIb3ys naHHble cukBeHca JTHK (cm.
CexsenupoBanue /JHK).

Kara0donnuyeckasi penpeccusi — OCiIa0J€HUE HKCIPECCUU MHOTHUX
OaKTEepHAIbHBIX OINEPOHOB, MPOUCXOJAIIEEe MPU JOOABICHUU TIIFOKO3BI;
BBI3BIBACTCS YMEHBIIICHUEM YypOBHS IuKiIndeckoro AMP B kieTke u
WHAKTUBAIMEN BelencTBUe 3Toro perynstopuoro CAP-6enka.

Ko, kniao6a3za (kb, kilobase) — enmumna, wcnonbs3yemast st BbI-
paXxeHus pazMepa HyKJIEUHOBBIX KUCIOT (cM.), 1 k0 = 1000 HyKI€OTHIOB,
WJIM TIap OCHOBaHWi (11. 0.), B AByxuenoyeyHoit J(HK.

kJIHK, kommiementapuaa JTHK (CDNA, complementary-DNA) —
oAaHO- wiu nByHuT4daras moisekyna JIHK, xkommiemeHTapHasMOJIEKye
uPHK. O6pa3yercs npu obparnoit tpanckpumnuuu MPHK c(memoiisio 06-
paTHOM TpaHckpunTasbl (cM.) in vitro. K IHK cooTBeTcTBYET OmpeseicH-
HOMY T'eHy 0e3 HHTPOHOB.

Kuna3bl — QepMeHTsl, KaTanu3upylolye nepemenieHue gpocpatHoi
TPYIIbl U3 BBICOKOAHEPreTUUECKOTO TNosiokeHus (kak B AT®D) B npyryto
MOJIEKYITY.

Kumeunas majgouka — cm. Escherichia coli.

KieTounblii MUK — XU3Hb KJICTKA ¢ MOMEHTa €€ 00pa3oBaHUs B
Ipoliecce JACJICHUs] MAaTePUHCKOM (KICTKH 10 COOCTBEHHOTO JI€TICHUS
(BKJIFOUAs ATO ACJICHUE) WIIH 10 THOCIH.

Ku10H — KynbTypa, BO3HUKIIAS ‘U3 OJTHOU KIICTKHU.

Kiaonuposanmue (cloning or molecular ¢.) — monydenue KIOHOB (CM.)
C TIOMOINILIO OJHOTO HWJM MHOTHMX METOAMYECKHX MpUeMOB. PaznuyaroT
KJIOHUPOBAHUE TEHOB + BBINCICHUE U aMIUTU(UKAIMS OTACIbHBIX TCHOB B
PELUIMUEHTHBIX KJIETKAX, a TAaK)Ke MOJICKYJISIPHOE KJIOHUPOBAHUE — Pa3-
MHOxeHne moJiekydl JTHK B cocrase BekTopa.

Kaonupopanmue rena (gene cloning) — cm. Kiionuposanue

Kaonuposanune JTHK (DNA cloning) — ucnosib30BaHre TEXHOJOTHH
pekomOuHauTHOM JIHK nnst wHcepuuu (Bkimrouenus) ¢parmenta [JHK,
HaIp, FEHA, B KJIOHUPYIOIIUN BEKTOP (CM.) U pa3MHOXKEHHUE ITOM MOCIEN0-
BAaICIbHOCTH IMyTeM TpaHCc(opmaliuu BEKTOpa B MOAXOJAIIYIO KIIETKY-
X03sMHa, HAIP, B KJIIETKU KUIIEYHOUN MaTOYKHU.

Komon — mnocnenoBaTelbHOCTh U3 TPEX PSAOM CTOSIIIUX HYKIEOTH-
noB B JIHK unu PHK, koaupyromias onpeaeneHHy0 aMUHOKHUCIIOTY JTU00
HA4yajao0 U KOHEIl TPAHCISIUU (CM.), T. €. 3TO AUCKPETHAs €IMHUIIA TEHETU-
YeCcKoro koja. Becero Bo3amMoxxHO 64 coueTaHusi HyKJI€OTHAOB B TPHUILIETAX
— 61 u3 Hux xoaupyeT 20 aMUHOKHUCIOT, a 3 SBIAIOTCS HOHCEHC-KOJOHAMU
(cM. CTOMN-KOJIOH).

KoabueBbie mosiekybl JJTHK — cMm. ma3muab (KOJIbIEBBIE).

3'-Konen (3'-carbon atom end or 3’-terminus) — oguH U3 KOHIIOB JIH-



HetiHo mosekynbl JIHK wnu PHK, nHecymmii HykineoTus co cBOOOIHOM
ruapokcuiibHOi rpynmnoi (OH') y 3’-atoma yriepona pu0o3bl WK J1€30K-
CUPHUOO3HI.

3’-KoHen npaiimepa — KOHeIl mpaiiMepa co CBOOOJHON THAPOK-
cuinpHOM rpynmnoit (OH) y 3’ atoma yriepona pubo3bl ¢ kotoporo Tag-
nojauMepasa goctpauBaet pactyuryto nens JJHK B 5°-3° HanpaBieHun Ha
TpeTbert ctaauu nukia [P (cm.).

5'-Konen (5'-carbon atom end or 3'-terminus) — oguH K3 KOHIOB JIH-
Hertnot mousekynbl JIHK wnu PHK, necymuii HykimeoTua co cBOOOIHOM
ruapokcuiabHoi (OH') rpynmoit y 5'-atoma yriiepoja puOo3bl WK J1€30K-
cupu0o3bl. C 5'-KOHIIAa HAYMHAETCA CHUHTE3 MOJMUHYKICOTUIHBIX HMelled B
npoliiecce peruKaiuu (CM.), TPAaHCKPHUIIIKHU (CM.) U pernapanuu (CM. )/

Konkaramep JJHK (DNA concatemer) — cTpykTypa W3 HECKOJIbKUX
MOBTOPSIIONIUXCS (OHA 3a APYroi) eAUHUI] TeHa. Y HEKOTOpbhiX (aros
(mamp., ¢parA u T4) TeHOM BO BpeMs pEIUIMKAIIMU MPEACTABIEH B BUJIE
KOHKaTaMEepHBIX MOJeKysl — Oosbmmx Mojekyn JIHK,-obpaszoBaHHbIx U3
HECKOJIbKUX TaHJIEMHO MOBTOPSIOMINXCS €AUHULl [EHOMA.

Koncrpyuposanue ruopuanbix Mmoteky s AHK — co3mganue HOBBIX
dbopm Ouonornuecku akTuBHBIX JJHK ¢ moMoriipio MCKYCCTBEHHBIX MPHUE-
MOB TI€peHOCa U CIIMBaHUS pa3andyHbIX ¢pparmenToB JTHK.

KonueBasi (tepMuHajbHasi) Tpancedepasa (terminal transferase) —
dbepMeHT, Katanuzupyroumid noctporky 10-40 1€30KCMHYKICOTUI-S'-
tpudocharos k 3'-OH-rpynmam-o060ux xouioB asyautdaron JJHK wmm
onHonutyaToit JIHK, obpazyst 3'-romonosmmepHoe yIjMHeHUE HUTH (T10-
JTUIE30KCHUAJICHUIIAT) U 0¢BQOOXKAass HeopraHudeckuii mupodocdar. dep-
MEHT HCTIOJIb3YEeTCS JUIpaJoakTUBHOTO MeueHust moJiekyibl JIHK u 00-
pa3oBaHus roMomoJuMepHbIX XBocTOB Ha 3'-koHmax JHK. T. T. mmpoko
UCIIONB3YyeTCs B TeXHOIorusx pekomounantHon JIHK (cm.).

KocMuabl ~ BeKTOpHas IJIa3MUJa, CoJiepiKalias COS-ydacTok (COS-
caiit) JIHK dara jissmO1a, SBISIIOIIUICS MECTOM 3aMbIKAHUSI €TI0 JIMHEHHOU
¢dbopmbl B.K0JIbIO. biarogaps Hanmuuuio COS-ydactka K., BKirouaromias ay-
’KEPOHBIC FEHBI, MOYKET OBITH yITaKOBaHA B FOJIOBKY ¢ara in vitro. Meron
kionuposanus JJHK c ncnonszoBanuem K. paspadoran [[x. Komnuazom u
b.“Xonmanom B 1977 1.

KpoccunroBep — (anri, crossingover — nmepekpect) — MeXaHU3M B3a-
MMHOTO OOMEHAa T'eéHaMU M IEJIbIMA CErMEHTAMHM XPOMAaTHJ[ MEXIy cra-
PEHHBIMH TOMOJIOTMYHBIMU XpOMOCOMamMu B mpolecce wmeio3a. [lpu
KOHBIOTAIMA XPOMOCOM 3a CUET MEPEKpPECcTa JABYX XpPOMATHJ, MNEPEXOAs-
IIMX OT OJJHOW XPOMOCOMBI K APYTrOM, BOZHUKAKOT XHa3mbl. KpoccuHrosep
XapaKTEepU3yeTCsl Pa3pblBOM ATUX XHa3M, IPUYEM CETMEHTBI MTEPEKPELIEH-
HBIX XPOMAaTHJ OCTaIOTCS BKIFOYEHHBIMU B COCTaB COCEIHHX TOMOJOTHY-



HBIX XpPOMOCOM, B pe3yjbTaTe 4ero M MPOUCXOAUT OOMEH HACIEeICTBEH-
HbIMU (DaKTOpaMU MEXJY TOMOJIOTUYHBIMU XpomMocomaMu. TepMUH BBe-
neH Mopranom (1911).

Ksn — ctpykTypa Ha 5'-konue sykapuotnueckux uPHK; obOpasyercs
MOCJI€ TPAHCKPUIILIMKU 33 CYET MPUCOCAUHEHUS S'-KOHIA T'YaHWHOBOTO
HyKJeoTua K S5'-koHueBomy ocHoBaHuto MPHK. Dta cTpykTypa moxet
OBITh METHUJIMPOBAHA, MO KpaWHeW mepe, IO TOM MOJIEKyJe T'yaHuHa, KO-

Topas mpucoeauHmiach. «Kom» uWMeeT clemyromiee CTPOCHHUE ), -
TMeGSpppS'Np...

JI

JlakTo3HbI onepoH, lac-onepoH — KoMIuIeKc TeHOB, (OOHMH pa3Mep
— okousio 6 Teic. nmap Hykieoruno) JIHK E.coli, Bkmtoyarowwmii renonepa-
TOp U 3 CTPYKTYpHBIX reHa: lacZ (xoaupyer [-ramakro3wpaasy), lacY (f-
rajiakTo3ua-nepmeasy), lacA (f-ranakTo3uaTpaHCcalETIIa3y), — B pe3yib-
tate TpaHnckpunuuu JI.o. oOpasyercs nonuumctponHas MPHK; OGenok-
peripeccop koaupyercs reHoMm lacl, komupyembie renamu lacY u lacZ
(dbepMeHTHI y4acTBYIOT B TPAHCHIOPTE M PACHICTICHUH JIAKTO3bI, & TIPOTYKT
reHa lacA m3oMepusyeT JIakTo3y ¢ 00pa30BaHUEM aJI0-JIAKTO3bl, KOTOpast
aBisieTcsa nHAykropom JI.O.

lac-Z-ren (lac-Z-gene) — red fakro3Horo omnepona E. coli, kogupy-
IOLEro S-ranakTo3ujiazy. ITOT \(pepMEHT KaTalu3upyeT MpeBpalleHue Ju-
caxapHJ0B JJAKTO3bI B MOHOCAXapubl M TIIIOKO3Y. lac-Z-rex BXOIUT B CO-
CTaB Pa3IMYHBIX KIOHUPYIOMINX BEKTOPOB M BBHIMOJHSET POJIb PEHOpTEp-
HOTO TeHa (CM.) B SKCIIEpUMEHTAX 10 TpaHChOpMaIuu.

JIurasa, cunrerasa — cMm. JJHK-nurasa.

Jlurang —e0osibias MoJieKysa (HampuMep, akTUBATOPBI, CyOCTpaThl
U UHTHOUTOPBMNAKTUBHOCTH (PEpMEHTA), CBsA3aHHAsl ¢ OETKOM HEKOBAJICHT-
HBIMH CBA3SMI; MOH WJIM MOJIEKYJia, KOTOpasi CBA3BIBACT APYTHE XUMHUEC-
CKH€ KOMIIOHEHTBI, 00pa3ys CIOKHBIA KOMILIEKC.

Jincuposanue (ligalion) — 1. IIpomecc KOBaJEHTHOrO COCAMHCHUS
IBYX JIMHEHMHBIX MOJIEKYJ HYKJIEHMHOBBIX KHCJIOT MOCpPeacTBOM (ocdoau-
9(UPHBIX CBsI3€Hl, OCYIIECTBISIEMbIN C ydacTheM (epMeHTa JIUrasbl. 2.
[IprieM B T€HETMYECKON MHXKEHEPHUH, B X0A€ KOTOporo uyxepoaHas JJHK
BCTpAMBAECTCA MEXAY AByMs KoHUamu miazmugHon JIHK ¢ momoniero
dbepMeHTa urassi (CM.).

Jlupupyromas uens — nodepHss uensb [JHK B perummkatuBHOM BUJIKE,
CHUHTE3UPYIOLIAsCS HEPEPHIBHO.

JInzupoBanmue, auszuc (lysiS) — paspyiieHue pacTBOpeHHE BHpyca-
MU, KJIETOK XO3SMHA MOJ ACHCTBUEM (PEPMEHTOB, COJEPKAIIUXCS B JIU30-
coMax U BBIJEISIEMbIX UHPUIUPYIONIUMU BUPYCHBIMH YacTHUIIAMH, B pe-



3yJIbTaTe YEro B CpPeay BHICBOOOK/1a€TCSI HOBOE MOTOMCTBO BUpYCa.

JIuHuA — KynbTypa, BO3HUKINIAS U3 IITaMMa IMYTEM CEJIEKIUU WJIU
KJIOHUPOBAHUS, UMEIOIIAsl MAPKEPHBIE TPU3HAKH.

JInnkep, nmunkepuass JHK  (linker, I. DNA) — Cunrernueckuii
OJIUT0JIE30KCUPUOOHYKIICOTH] ONPEIEICHHON MOCIEeA0BAaTEIbHOCTH, CO-
JEep>Kallliid OJIUH WM HECKOJIbKO CAaWTOB y3HaBaHMs (CM.) JUJISl pECTPUKIIHU-
OHHBIX PHJOHYKJIEa3 (CM.). JI. MOXKET OBITh JTUTHUPOBAH K JTIOOOMY TYIIOMY
koHIy (cM.) aymiekcHoit JIHK ¢ nomombio 74JIHK-nurassl (cMm.).

JIMNKUH KOHell — TEPMUH, OTHOCAIIMUCS K IBYHUTYATOU MOJIEKYJIE
JHK, y kotopoii ogHa HuTh JyiHHee ("BeicTynaromas"), yueM apyrasiA(''3a-
rinyoneHHas"). BeicTynmaronuid y4acTOK HUTH MOXKET CIapuBaThCA~CJIp.,
KOMILJIEMEHTAPHBIM €MY BBICTYNAIOIIUM (JTUMKUM) KOHIIOM. [Iphimep: nBa
KOpOTKUX (12 HYKJICOTHAOB) OJHOHUTYATHIX 5'-BBICTYNOB HaKa’KIOM KOH-
11e TUHEWHOTO TeHoMa ¢ara asiMOa (C0S-caiT). Dtu JI. K. KOMAIEMEHTap-
HbI 110 MOCJIEA0BATEIBHOCTIM HYKIECOTUIAOB APYT APYEFY“M .MOTYT Clapu-
BaTbcs, 00pa3ys konbueByro JJHK.

Jlionedepaza — GepmMeHT, KaTaTU3UPYIONIUH PEAKIIUIO, COMPOBOXK-
JAIOIIYIOCSl UCITyCKaHWEeM cBeTa (OMOJIFOMUHECLEHLIMEH), TIpU pacIiernie-
HUM  cyOcTtpaTta monudepuna (ot ciaoBadlomudep («CBETOHOCENY)).
Haubosee mmpoko u3BecTHa JroiudepaszacBeriasuka Photinus pyralis.
[HInpoko KCTONB3yeTCsl B TEHHOM MHKEGHEPUU B KAYECTBE pEenopmepHozo
2eHa (cm.)

M

Makpocare/utdT —-OTHOCHATENBHO KPYNHBIA CIYTHUYHBIN 3JIEMEHT,
IUaMETP KOTOPOTo NPEBBINAET NOJIOBUHY TOJIIIUHBI HUTU XPOMATHU/IbI

Manasa spepras, PHK (MmaPHK) — tpanckpuntsl PHK mnunoi 100-
300 1. 0., KOTOpBI€,, CBA3BIBAACH C OekaMu, (DOPMUPYIOT MaJibie sSIICPHbBIC
puboHykiieonpoTerHoBbie YacTuilbl. bonbmmHctBo MaPHK  sBastores
KOMITOHEHTaMM CILJIaliCOCOM

Magkporamera [rp. makros Ooybpmoit + gamete jxeHa] — KeEHCKas
0COOb ¥~ IIPOCTEUIIINX, UMEIOITUX B JXU3HEHHOM ITMKJIE MOJIOBOM IMPOIIECC.
Maxporamera OOBIYHO HEMOJBWKHAS, COACPKUT 3amac MUTATEIbHOTO

MATeprana.
MakporameTouuT — TI0JIOBAas KIETKA, W3 KOTOPOM pa3BUBAETCS
MaKpOTaMeTa.
Mapkep 171 ceJieKUUM (CeJIeKTUBHBIA MapKep) — CHEUHAIbHBIN

I'eH, KOJUPYIOIIHUNA YCTOWYUBOCTD K K.-J1. aHTUOMOTUKY (Harmp., KaHaMHUIU-
HY), KOTOPBII BBOJAT B BEKTOP U1 MOCIEAYIOLIEro 0oTO0pa TpaHcpopmaH-
TOB.

MeTumpoBaHue — MpoIecC MPUCOSANHEHUS K HYKICOTUAY METHIIb-



HOU Tpynnbl — B yacTHOCTH, B JIHK KII€TOK KMBOTHBIX «B HOpPME)» METH-
JIUpOBaHbI 10 7% OCTaTKOB IIUTO3WHA, NpuueM cateunTHas JJHK oObraHO
METUJIMPOBAaHA B 3HAYUTENBHO OombIneit crenenn, uem JTHK cTpykTypHBIX
T€HOB, y KoTopbiXx MeTuiupoBanHas JJHK oObryHO acconuupoBana ¢ Heakx-
TUBHBIM COCTOSIHUEM, a JICMETUJIMPOBAHHAsI — C aKTUBAI[UEH T'€HOB, HC-
KIIFOYEHUEM U3 OTOro npaBwia sBisgeTcss TeH (Og-METUITyaHHH-
JHKmetuntpancdepaspl, Oojee SKCOPECCUPOBAHHBIA MpH  OOJIbIIEM
ypoBHEe M.; y OakTepuii npouecc M. cailToB pecTpuKIuu (MOAUGUKAIINSL)
npenoxpansier JJHK ot paspymenus coOCTBEHHBIMU 3HJIOHYKII€A3aMH, U
KOHTPOJUPYETCS CrIeU(PUUECKUMUA METUIA3aMHU.

Meton apodoBuka («moTt-ran») (shotgun) — momyuenue-eiyqaitHon
MacCUpPOBAHHON BBIOOPKHM KJIOHMpOBaHHBIX (parmeHToB JIHK' nannoTO
opranusma (T.e. “apoOJjieHre” TeHOMa), Ha OCHOBE KOTOPHIX MOXKET ObITh
COCTaBJICHA €r0 TeHOMHasi OMOIMOTEKa; MoayueHHbIe B pesyibTate “II.-r.”
MOCJEN0BATENBHOCTA HYKIEOTHUIOB MOCIE TOMOTHUTEILHOIO KIOHHPOBA-
HUS MOTYT UCIIOJIb30BaThCS B PA3JIMUHBIX T€HETUUYCCKUX IKCIIEPUMEHTAX.

Mukponnbexkuus (Microinjection) — BBEIeHHE PACTBOPOB KaKHX-
a1M00 BELIECTB B MUKPOCKOTIMYECKUE OOBEKThE (KJIETKH, s/pa U T.I1.); Me-
To4 M. sBisieTCsl OJHUM M3 OCHOBHBIX MeToJ10B BBeAcHUS JHK B renHoi
WHXECHEPHH.

MuxkpocaTe/UIUThl, MUKPOCATENIUTHBIE JIOKYCchl (STR-j0KYyCHI,
Short Tandem Reapets) — Bappupyromue y9acTki (JIOKYyChbl) B sSICPHOU
JHK u IHK opranemn (MUTOXOHAPUM U TIJIACTUI), COCTOSINNE U3 OO0b-
IIOTO KOJIMYECTBA — JO €Ta “U BBIIIC - TAaHJIEMHO MOBTOPSIONIUXCS UICH-
TUYHBIX «MOTUBOB».) MOTHBOM SBISIETCS KOPOTKAsl MOCIEAOBATEILHOCTD
U3 HECKOJIbKUX (OT ¢ABYX /10 BOCHbMH) Tap HYKJIEOTU]IOB, OOBIYHO Ha3bIBa-
emMasi «IOBTOpPOM»:, B '3aBUCUMOCTH OT JUIMHBI MOBTOPA MUKPOCATEIIUTHI
KnaccuuupyreT Ha JOKYCHI C JU-, TPU-, TETPa-, IEHTA-, U TE€KCAHYKJICO-
TUJHBIMHU TIOBTOpaMu. SBISIOTCS IIUPOKO PACIPOCTPAHEHHBIMU MOJEKY-
JSIPHBIMUA M@pKepaMy B T€HETUYECKUX U T€HOMHBIX HUCCIICIOBAHUSX.

Munucateaantbl (minisatellites) — koporkue (14-100 H.11.), cpenHe-
MOBTOPSOIIUECS, TAHIEMHO OpPTraHM30BaHHBIC, BHICOKO-BapraleIbHbIC T10-
caegoBarenbHocTH JIHK (00bruHO Oorateie I'L[-mocienoBaTebHOCTIMU),
paccpelOTOYEHHBIE 110 TEHOMY YeJIOBEKa (BCTPEYAOTCS TAKXKE Y PACTCHUI
U KUBOTHBIX). M.-C. MPOSIBJISIIOT 3HAYUTEIbHBIN TOIUMOPHU3M 110 JJIUHE,
KOTOPBIII BO3HUKAET B PE3yJIbTaTE€ HEPABHOI'O KPOCCUHrOBepa. B urtore B
M.-c. U3MEHSIETCA YUCIO KOPOTKUX TAHIAEMHBIX TOBTOPOB (CM.), UTO BEAET
K 00pa3oBaHuio nocienoBarenbHocTed ;o ot 0,1 1o 20 k0. KopoTkuii
TaHJIEMHO MOBTOPSIOIUNCST M.-C., SIBISSACh XOPOIIUM T'€HETUYECKUM Map-
kepoM it aHanm3a crerienus (em. JIHK-duarepnpuaTHHT), MOXKET HC-
M0JIb30BaThCS B KaU€CTBE TMOPUIU3AIIMOHHOIO 30H/1a JJIsl OJJHOBPEMEHHO-



ro oOHapy>KeHHsI BBICOKOTOJUMOPGHBIX M.-C. B mpenenax pecTpUKTOB
JIHK. BeposiTHOCTh UJIEHTUYHOCTH TOTO ke Habopa ¢parmentoB JIHK y
IBYX YEJOBEK TEOPETUYECKU HACTOJIBKO MaJla, YTO KaXKJIbId YEJIOBEK CUU-
TaeTCAd YHUKAJIbHBIM O HAOOpYy MOJIOC (32 MCKIIOYEHUEM OIHOSHIEBBIX
OJIN3HEOB, CM.), BBISBIIIIOLUIMXCS B pe3yibTaTe rHOpUAN3aLUHA HA PAIUo-
aBTorpadax.

MuTOXOHAPHAJILHBI T€HOM — KOJbIIEBas JIBYHUTEBAs MOJICKYyJa
JIHK, Bxoxsimas B coctaB mutoxoH puii (pazmep MT/IHK y >KMBOTHBIX
O0OBIYHO OKOJIO 16 THIC. Map OCHOBAaHMI, a B PA3JIUYHBIX TPYIINAaX pacTCHUM
U MHUKPOOPraHM3MOB 3Ta BEJIUYMHA CYIIECTBEHHO OOJIbIIE M BBICOKOW3-
menuuBa); M.I'. Bkmouaetr reasl TPHK u pPHK, HekoTopsix (epmeHTOB
(cyorenunaniel AT®a3bl, HTUTOXPOMOKCHIA3bI U p.), B HEM UMEHOICS He-
KOTOPbIE OTKJIIOHEHUSI OT YHUBEPCAJIIBHOIO TPUILIETHOTO KoJa  (Hallpumep,
Tpurier YI'A, ABIAIOIIMKCS CTOI-KOJOHOM B sIIEpHOM renome, B M.I.
’KUBOTHBIX KOJAUpYeT TpunTodaH); Kak npaBuiio, M.L:~Hacnenyerca 1o
MATEPUHCKOMY THIly; aHanu3 cTpykTypbsl MTIHK c ncmons3oBanueM pe-
CTPUKTA3 MIHUPOKO MPUMEHSIETCS B MOMYJSLUOHHOLEHETUYECKNX UCCIIEI0-
BAHUSX.

Mopeas apyxuenodeunoi Mmosiekyabl JIHK - B 1953 r. JIx. Yorcon
u ®@. Kpuk, ocHoBbIBasiCh Ha AaHHBIX D Uaprapda u P. Opanxnun, mo-
CTPOMJIM IIPOCTPAHCTBEHHYIO MoJeib, ModeKysl JIHK u ucronkosanu ee
pOJIb, KaK HOCUTENS reHeTndeckor uHdopmanuu (puc.). CoracHO X MO-
nemu Mmouiekyna JIHK cocrouTt u3 [ByX MOJMHYKJIECOTHUIHBIX KOMILIEMECH-
TapHBIX LIETIOYEK, 3aKPYYEHHBIX "B JBOWHYIO CHUpPaIb. A30TUCTBIE OCHO-
BaHUS HYyKJIeOTUJI0B oOemx neneit JJHK 3akiatoueHbl BHYTpH MEXIy BUT-
KaM{ CIIUpPaIu U COCAUHCHBI BOJOPOJHBIMU CBSI3SIMU. B COOTBETCTBUU C
npaBwiamu Yaprad@asaaeHuH oAHOM I1enu CBA3aH TOJIBKO C TUMHUHOM
OPYTrOW LENHU, a TYaHHH — TOJIbKO C IIUTO3MHOM. Takou MOPSAIOK COOTBET-
cTBUsI a30THCThIX ocHOBaHuM (A=T u ['=11) Ha3pIBaeTCs KOMILIEMEHTAPHO-
CTBIO, H, ciefoBarensHo, nenu B JIHK kommemenrapusl apyr npyry. B
kaxaou uz uerten JJHK HykiieoTHIBI MOCIEI0BATENBLHO COETMHEHBI IPYT C
JAPYroM.C OMOIIbI0 ocTaTKa (pochopHOIl KUCTOTHI U MOJIEKYJIbI A€30KCH-
pu0o3b1. O0e nenu B mosaekyine JJHK umeroT npoTUBONOIOKHYIO Halpas-
JE€HHOCTh, OJJTHAa UMeEeT Hanpasiienue 5'-3', a apyras 3'-5'.



Puc. — JIx. Yorcon u ®@. Kpuk. 1953 r.

Moandukanusi — BUJIOU3MEHEHHUE, TPEOOPAZOBAHUE, XapaKTEPHU3Y-
IOILIEECS TTOSIBJICHUEM HOBBIX CBOWCTB.

Moaexkyaa JHK — cwm. Jle3okcuprOOHYKJIEHHOBAS KUCIOTA.

Mouiekyasipaass Omosiorusi — 00J1acTh OMOJIOTHM, HCCIEAYIOIIas
MPOSIBJICHUE KU3HU HA MOJICKYJISIpPHOM \ypoBHE. OCHOBHOE HAINpAaBJIECHUE
M. 6. — BBIICHEHHE POJIM OMOJOTHYECKIN BaXKHBIX MOJEKYJ (OENKOB, HYK-
JIEMHOBBIX KUCIIOT U JAp.) B POCTE I\, Pa3BUTUU OPTaHU3MOB, XPAaHCHUU U
nepeaayde HacaeACTBEHHON HH(POpMaIny, MPeBpaIleHUud SHEPTUH B KUBBIX
KJIETKAX U T. M. siBIeHuAX. M. 0. BKJIIOYaeT B ce0s1 MOJIEKYJISIPHYIO T€HETH-
KY, MOJIEKYJISIPHYIO BUPYCOJIOIUI0, MOJIEKYJIIPHYI0 UMMYHOJIOTHIO U T. 1.
M. 0. copmupoBanack B cepeaune XX B. 1 OypHO pa3BUBAETCS B HAIU
JTHU.

MouiekyJiipHasi TEHETHKA — pa3/iell COBPEMEHHOW T'€HETUKHU, U3Y-
YA 3aKOHOMEPHOCTH M MOJIEKYJISIPHBIE MEXAHW3MBbI XPAaHEHUS, BOC-
IPOU3BEJICHUS U Nepeaul HACJIEICTBEHHBIX TPU3HAKOB.

MouiekyIsIpHO-TEHETHYECKAN JHATHOCTHKA HACJIEICTBEHHBIX 3a-
0oJieBaHWiI — TOYHas UACHTU(UKAIUS HACJIEACTBEHHBIX 3a00JI€BaHUN
Ha-.OCHOBE MOJIEKYJISIPHO-TEHETUYECKOI'0 aHajlu3a WHIWBHIYaJbHBIX 00-
pasuos JIHK (cm. Cayszepu-6not ananus, JIHK-bunrepnputunr, CexkBeHu-
poBanue JIHK, ITI[P-trexHonorun). MomnekyaspHO-TeHeTUYECKas JTUarHo-
CTHMKa MOXET J1aBaTh TOUYHYIO UJICHTU(UKAIIUIO HACJIEJACTBEHHBIX 3a00Iie-
BaHMIl HAa BCEX CTAJUSAX PAa3BUTHUS U KU3HU OPraHW3Ma YeJIOBEKa, HAaUMHAas
C BOCBMHKJIETOYHOUN OJsiacTyibl (mpe->MOpHOHA), BCEX AMOPHUOHAILHBIX
CTaauil BHYyTPUYTPOOHOTO Pa3BUTHS, TOCT IMOPHOHAIBHBIX CTATUN U T.1.

MoHoreHHble 3a00/1eBaHUs — HACJICJICTBEHHBIC 3a00JIeBaHMs, 00Y-
CJIOBJICHHBIE A€(PEKTOM OJJHOTO KaKoro-jinbdo rexHa.

Monorennblii mpusznak (monogenic character) — npwusHak, Jaerep-



MUHHPYEMBIH TOJIBKO OJHUM TeHOM (d4acto M.m. = MeHnaeneBckuil mpu-
3HaK).

MyTamust (mutation) [at. mutatio - u3MeHeHue] — peaKoe CIIOHTaH-
HO€ (€CTECTBEHHOE) WJIM MCKYCCTBEHHO BBI3BIBAEMOE C IMOMOIIBIO MyTare-
HOB (cM. Mymacen) HaciieyeMo€ U3MEHEHHE B HYKJICOTHUJIHOM MOCIIEN0-
BaTtenbHOCTH JIHK. M. - €qMHCTBEHHBIM MCTOYHUK HOBBLIX HACJICICTBCH-
HbIX U3MeHeHuil. [1lo xapakTepy M3MEHEHHUs TEeHEeTHYeCKOro ammapara M.
JEJISAT Ha TEHOMHBIE, XDPOMOCOMHBIE U TE€HHBIE.

Rec-myranmus — myraiusi, Hapyliaromas npouecc roMOJIOTHYHON pe-
koMOuHauuu y E.coli; R.-M. npoucxoar B HECKOJIbKUX T'€HAX, KOAUPYIO-
X (epMEeHThI, KOTOPBIE YYaCTBYIOT B PEKOMOMHAILIMY IO THUITY «pa3pbiB-
coequHeHue» (Pk3oHykieaza, JHK-nmomumepaza, JHK-muraza ‘w_t.1.);
BriepBbie R.-M. Obuta nonyuyena y E.coli A. Kiapkom u A. Mapryaiiucom B
1965, xpome TOTrO, OHU MOKA3aJu PE3KOE BO3PACTAHUE UYBCTBUTEILHOCTH
Rec-myTaHTOB K ylbTpaduoJieTy, 4TO MOATBEPANIO OJI3KYIO CBSI3b perna-
PAllMOHHOTO U PEKOMOMHAIMOHHOTO MPOIECCOB, B HACTHOCTH, OOIIHOCTD
Yy4acCTBYIOIUX B HUX ()EPMEHTOB

Myrtaren — GU3MYECKU WM XUMHUYECKUI/AFCHT, YBEJIUYMBAIOIIUN
4acTOTY MyTaluil IO CPAaBHEHUIO CO CHOHTAHHBIM 'YPOBHEM.

MyTyaau3Mm [1aT. mutuus B3aMMHbIM, 00010 HBIH] - popma cuMOHO3a
(000101I0CTOPOHHUHN CUMOKMO3), TPU KQTOPOM 00a MapTHEpa IPUHOCST APYT

JpYTy MOJIb3Y.

HacieacTtBeHHO M3MEHeHHbIe opranu3mMbl — cM. MO, TpaHcren-
HbIE OPraHU3Mbl, TPAHCPOPMHUPOBAHHBIE OPTAHU3MBI.
Hurpounenwiio3nas (mieHka) MeM0OpaHa — COCTOUT U3 HUTPO-

LEJUIIOJIO3HBIX HUTEH, OOpa3ylolMX MOpbl ONPEAEIEHHOIO pa3Mepa
(0,45um). CenexruBHo (BbIOOpOUYHO) ynaBnuBatoT apynutdaryio JJHK unu
JHK-PHK-ru6puabl, HO CBOOOJHO MPOIYCKAIOT OJHOHUTYATHIE MOJIEKY-
ael. Openuryarsie JIHK u PHK takxke moryr 3anepxuBatbcs Ha H. M.,
ecnu ee.IponHkyoupoBats npu 80°C B Teyenue 2 u (cnekanue). Takue
0J10ThL (IeHKH) ucnonb3ytoTcst B CayzepH- u HozepH-0s10T sKCniepuMeH-
Tax.

HykiaenHoBble KHCI0TBHI, NOJHHYKJeoTHabl (nucleic acid) -
YHUBEpCaIbHblE OUOMOJIMMEPHI, COCTOAIINE U3 pUOO- WIH JE€30KCUpHOO-
HYKJI€03uIMOHO(POCHATOB, COCTUHEHHBIX (PoCchHOAMIPUPHBIMUA CBSI3SIMH,
oOpazoBaHHBIMH MeXay S’-pocdaTrom oaHOrOo HyKIeoTHaa u 3’-
TUAPOKCHIIOM clIeAyroniero. Paznmmyaiorces 1o TUIly BXOJSAIIMX CaxapoB Ha
2 ocHoBHBIX Tuna H.k. - ge3okcupudonykinenHonas kuciora, JHK (DNA)
u pubonynenHnonas kuciora, PHK (RNA). I'naBnas pons H.k. - XxpaHneHue



U niepeiayda renernyeckor nnpopmanuu. Tepmun H.x. mpeanoxen B 1889.
Bnepssie H.k. oOHapyxena @.Mumiepom B 1868 B neiikonuTax yeaoBeKa
U CIEPMATO30MAAX JOCOCH.

HyxkJeo3na — xuMrUyeckoe COeIMHEHNE, COCTOSAIIEE U3 OCTATKOB a30-
THUCTOTO OCHOBAHUS M YIJI€BOAA — PUOOHYKIIEO3UI U JIE€30KCUPUOOHYKIIEO-
3UJ; OCHOBHBIE MpuUpoaHbie H. BXOASIT B COCTaB HYKJIEMHOBBIX KHCIIOT
(aleHO3MH, TYaHO3MH, YPUAUH, HUTUIUH, TUMUIKH); H. oOpasytorcs npu
TUAPOIN3€ HYKJIEMHOBBIX KUCIOT U HYKJIEOTH IOB.

Hykieocoma — THUCKOBUZIHAS CTPYKTypa IuameTpom okojo 10, Hw,
ABJSIOIIASCA DJIEMEHTAPHOM €IMHULEH YIAKOBKM XpoMocoMHOI)JAHK B
XpOMAaTHHE; COCTOMT M3 OEJNKOBOTO sjipa (BKIOYAET OKTameps, FMCTOHOB
H2, H3, H4, vo ne HI1), «onosicannoro» 7/4 ob6opoTa IBOMHOM crimpaiu
JHK (140 nap HykJI€OTHI0B), MeKkHYKJIeocoMHbIe yuacTki, JJHK (nnke-
pbl) 1O JUIMHE BapbupyloT B nipeaenax 15—100 u 6onee map HyKJI€OTUAOB;
cymMMapHasi MoJieKyJisspHasi macca ogHo H. onenuBaercs B 262 k]I (108
k/| npuxoautcsa Ha ructoHsl, 130 x/[ — na JIHK, 24°x/] — Ha HeOobIIME
HETHCTOHOBBIE OENKM); HYKJIEOCOMHAasl CTPYKTYpa YHUBepcaidbHa IS JY-
KapUOTUYECKUX OPraHU3MOB — €€ OTCYTCTBME\M3BECTHO B CailiTax, CBEpX-
yyBCcTBUTENBHBIX [K JIHKaze].

Hyxkieoruabl — OpraHM4eCcKre.BEMIECTBA, COCTOSIINE U3 ITyPUHOBO-
ro WY MUPUMHUAMHOBOTO OCHOBAHMS, ‘caxapa prbo3bl (1e30KcupuO03bl) U
(ochopHOI KHUCIIOTHI; COCTaBHAS YacTh HYKJIEMHOBBIX KHCJIOT U MHOTHX
kodepmentoB (HAJl, HAJI®, kodpepmenta A u ap.). SABistoTcss MOHOMeE-
paMH HYKJIEMHOBBIX KUCHOTMH. Takke Ha3bIBalOT Hykjeo3uadocharamu:
ageHo3uaMoHopochan(AM®D), ryanosuamonodocdar (I'MD), uutuaus-
MoHodochar (UMDP);, ypunuamonopochart (YM®DP) u tumuaguaMonodoc-
dar (TM®D). H. sBIsitOTCS HEKOTOpPBIE MAaKpPOIPrUYECKHUE COEIMHEHMS,
Hamnp. ATO.

O

Ob6patnas tpanckpunrtasza, PHK-3apucumas JIHK-nmoaumepa3sa,
peBepra3a (reverse transcriptase, RNA-dependent DNA-polymerase) —
PETPOBUPYCHBIII MHOTO(QYHKIMOHAIbHBIN (PEepMEHT Kiacca TpaHcdepas,
cuHTe3npyromui asynutdaryto JJHK ¢ ncronp3oBanuem B kadyecTBe Mart-
puniel  onHonutyaro PHK. O. 1. mwmpoko wucnonsdyrorcs B JIHK-
peKOoMOMHAHTHOW TexHojoruu s cuHre3a kJIHK (cm.) ¢ wuH-
dopmarmonHoit PHK u B reHHo# uMHXXeHepUM AJid TOJYYCHHS HYKHBIX
JIHK in vitro. ¥V HexoTopsix peTpoBHpycoB (cM.) O. T. sIBISIETCS MOHOME-
pOM, y IPYTUX — TUMEPOM.

Oumro(dT) mpaiimep (oligo(dT) primer — CHHTETHYECKHI TOMOIIO-
JUMEPHBIN OJIMT0JI€30KCUPUOOHYKIICOTH I, KOTOPBIA MOXKET OBITh IOJICO-



eauHeH K 1moiu(A) xBocty (cM.) nmonuaaeHunupoBanHo ”PHK u ucnosnb-
30BaThCs Kak npaiimep (cM.) juist cunte3a nepBoit Hut kJIHK ¢ momonisio
o0paTHOM TPaHCKPUIITA3HI.

OJMroHyKJI€OTHAHBIE 3aTPABKH — CM. paiimep.

Omneparop — yuyactok JIHK, y3naBaemblIii crieniupuieckumMu OenKamu-
perpeccopaMy U HETATUBHO PETYJIMPYIOMIUN TPAHCKPUIIIUIO CTPYKTYPHBIX
TE€HOB, pa3MEp — HECKOJIBKO JIECSITKOB HYKJIEOTHMIOB; Kak mpasuio, O.
HETMOCPEICTBEHHO MPUMBIKAET K PETYIUPYEMOMY CTPYKTYPHOMY T'€HY (CO-
[JIACHO MOJIENIM ONEPOHA); U3BECTHBI TOUYKOBbIe MyTanuu O., Bemyuue k
MMOCTOSIHHOM (KOHCTUTYTUBHOM ) SKCIIPECCUM COOTBETCTBYIOIIEIO I'eHAs

Onepon, TpaHckpunToH (OPEron) — yyacTok OaKTEpHATLHOHXPOMO-
COMBI, COJIep Kallliii HECKOJIBKO CTPYKTYPHBIX TeHOB (Hampumep; lac-O. E.
coli BkimouaeT 3 reHa), TpaHCKpHOUPYEMBIX ¢ 00pa30BaHUEM OTHOMN TOJIH-
uuctponHor Mosekysinbl MPHK (cM.); kaxapiil O., kKak paBHil0; BKIIFOYAET
cnenuduyueckue TeH-OnepaTop U TEeH-PEryJisATOp, KOHEPQIHMPYIOIIHUE €ro
TPAHCKPUIILIHIO.

OtkpbiTasi pamka cuutbiBanus (open reading.frame, ORF) — mo-
cnenoBartenbHOCTh HykieoTnioB JIHK, koTtopas’ HaunmHaeTcs ¢ MHULMH-
pytomiero kojgoHa ATI u 3akaHUMBaeTCA OJHUM U3 TPEX TEPMUHUPYIOIIAX
kojioHoB - TAA, TAI' mwmm TI'A; moreHumansHo O.p.c. MOXKET OBITH
TPAHCIMPOBAHA B NOJHUNENTUIHYIO LEMb.

OTKpBITHIH KOMILJIEKC — KOMIUIEKC, 00Opa3yeMbIii TIpU CBSI3bIBAHUH
xonopepmenta PHK-nonumepazsl ¢ \mpoMoTopoM (Tiociie KpaTKOBpEMEH-
HOTO 3Tana (OpMUPOBAHUS 3AKPBITOTO KOMILIEKCA B PE3yJbTaTe paciuie-
TaHHUSA HeOONbIIOro yuyactka.— 10—20 map HyKI€OTHI0B — ABYXICIIOYCYHON
mouekyinbl JIHK); B pesydisTate npoueccos, umeroniux mecto B O.K., mpo-
UCXOOUT TIpouyHoe cBsi3biBaHWe PHK-mosmmmepassl ¢ mpoMOTOpOM M OHa
npuobperaer cnocobHocTh nHUIMKUPOBaTh cuate3 JIHK.

Orxur (anphealing) — mnporecc BOCCTaHOBJICHHS (pEHATYpaIusi),
Ha3bIBA€MbI TAK)KE THOpUIM3AIUE, HYKICMHOBOM KHUCJIOTHI, BO BpEMs
KOTOPOTO. OJIHOLICTIOYEYHbIC TOJUHYKICOTHABl 00pa3yloT ABYXIIEMOYeY-
HYIO MOJICKYJY C BOJOPOIAHBIMH CBS3IMU MEXKAY KOMILIEMEHTApPHBIMU
HYKJICOTHUJAMH ABYX Iemnei. O. MOXKET MPOUCXOIUTh MEXKIY KOMILJIEMEH-
tapubiMu 1ienoukamu JIHK unu PHK, B pesynbrare 006pasyrorcs rubpu-
HbIE IBYXLIETIOYEYHbIe MOJIEKyJbl. HazBanue oOycIOBIEHO TeM, UYTO MpPO-
necc O. cBsizaH ¢ NMEepBOHAYAIBHBIM HarpeBaHueM oOpasla U MOCIENyIo-
IIUM €T0 OXJIAXKIECHUEM.

II

Mamunapom — ydactok nByxuenodednor mosekynsl [JIHK, 06e nemnu
KOTOpOro o0JafatoT OJWHAKOBOM MOCIENI0BATEIbHOCTHIO HYKJICOTHIOB



IpY MPOYUTHIBAHUM OT 5' — K 3'-koHIy, T.€. I1. ABIseTCS TaHAEMHBIM MH-
BEPTUPOBAHHBIM MOBTOPOM. [I. UTparOT BaxHYIO POJIb B OOECIEUECHUU
MIPOIIECCOB TEPMUHAIIMN TPAaHCKpUMIUKU (y mpokapuoT [1. oOHapy)eHbI BO
BCEX TEPMHUHATOPHBIX YYaCTKaX I€HOB), SIBJSIOTCS caliTaMu JEHCTBUS pe-
CTPHKTa3, a TAK)KE YYaCTBYIOT B psiJie Ap. MPOLIECCOB.

IlepBasi pekomOuHanTHast (ruOpuanas) mojiekyaa JJIHK — co3na-
Ha B 1972 1. I1. beprom, kotopas Bkito4aia B ce0s pparmMeHTsl dara A, E.
coli u Bupyca 06e3bssa  SV-40.

Ilna3mMuabl — BHEXPOMOCOMHBINA (3KCTPAXpPOMOCOMHBIN) T€HETHYE-
CKHMI 3JIEMEHT, KOJbIIEBasi, aBTOHOMHO PEIUTUIUPYIOMIAsICS IyIseKcHas
mostekyna JIHK, nmeromas pazmeps ot 1 1o 200 u 6onee K61, 0T OgHOM
JI0 HECKOJIBKMX COT KOMWUM Ha OakTepHalibHylO0 KieTKy. Yucno komwmii I1.
MOXKET 3aBUCETh OT (PakTOpoB cpejbl. I1. 00BIUHO MpuUIAtOT, CEIEKTUBHbBIC
IPEUMYIIEeCTBa KIETKE X035iMHa (HaIp., yCTOWYUBOCTh K.aHTHUOMOTHUKAM).
Konsbrorarususie I1. umeror Habop reHoB, 00eCIeYUBAIOIIUX UX MIEPEHOC B
np. kiaetku. bakrepuanbubie [1. mMUPOKO UCTIONIB3YIOTCS JJIsi KOHCTPYUPO-
BaHUS BEKTOPOB KioHUpoBaHus. Tepmun «IL» npennoxen [Ix. Jlenepoep-
rom u ap. B 1952 r.

Inasmuga pBR322 — cepust cpaBHATEIHLHO HEOOIBIINX, MYJTHBTHKO-
MUAHBIX U HEKOHBIOTATUBHBIX IUIA3MUJIHBIX BEKTOPOB KIIOHUPOBAHUS, CO-
JepKalux TeHbl YCTOMYMBOCTH K AMIUIIWIUIMHY U TETPALMKIIMHY, a TaKXKe
HECKOJIBKO YHUKAIbHBIX CAUTOB KIIOHUPOBAHUS (MM MOJUIMHKEpHI). Cail-
Thl KJIOHUPOBAHMS JIOKAJIU30BAHBI B MpENEIax OJHOTO U3 TEHOB YCTOMYHU-
BOCTU. DTO MO3BOJISIET QOHAPYXMBATh MHCEPIUPOBAHHYIO UY>KEPOJHYIO
JIHK 1mo uc4e3HOBEHHIO YCTOWYHMBOCTH K AHTHOMOTHKY Ha CEJICKTUBHOMU
cpene. [1nasmuna cuaTesnpoana B 1977 r. MEKCUKaHCKUMHM HCCIIEIOBATE-
asmu bonuBapoM 'y Pogpurecom. OHU UCIIONB30BaIM T'€H TETPAIUKIIMH-
ycroitunBocT 07 PSC101, opumkuH peruinkanuu Ori u rep-red ot Col E1,
a FeH aMIUIMIUIMH-YCTOMYMBOCTH — OT TpaHcno3oHa 7n 3. [1nazMupaa per-
nunupyeTcs B £. coli.

IInazmuga pSC101 — mnepBas mazMuga, KOTOPYIO HAYaIM UCTIOJb-
30BaTh /B T€HHOW MHXeHepuu. HeceT TOJIbKO OJWH CAUT PEeCTPUKIUU JJIs
EcoR1 u npeBpamiaercs mnoj aeictBuem 3Toro ¢hepMeHTa U3 KOJbIIEBON B
JMHENHYI0 MOJIEKYJTY, KOHIIBI KOTOPOH MOTYT «CIHMMAThCS» MEXKIY COOOM
wiu ¢ moosiMu pparmentamu apyroit JJHK, momyuenHbsiMu noa neicTBU-
€M TOH ke pecTpukTazbl. O0NagaeT TEHOM YCTOMYMBOCTU K aHTUOUOTUKY
TETPAIUKINHY U TTOATOMY JIETKO OOHApYKUBAETCs B OaKTEpUsIX Ha CPEJIe C
3TUM aHTUOHOTHKOM. Bcee atu cBoiictBa pSC101 u ObUIM MCHOIB30BAHBI
JUTSL CO3JaHUsl U KIOHUPOBAHUS TEPBBIX THOPUIHBIX (PEKOMOWHAHTHBIX )
JHK (cm.).

IMnasmuaa pUCL8 — oamH U3 cepur OTHOCHUTEIBHO Menkux E. Coli



IUTa3MUIHBIX BEKTOPOB KJIOHHpOBaHMs (cM.), comepxaimuii Pvull / EcoR-
¢parment u3 pPBR322 (cMm.) ¢ amp' reHoM, KOAUPYIOIIMM aMIMHULULTHH-
YCTOHYHMBOCTh, OPUKUHOM DEILIMKAIMK OFi (CM.) W IOCIIeA0BaTEIbHO-
CTSIMH, KOJMPYIOUUMH o-TienTu] lac-Z-rena (f-rajakTo3uaasbl) ¢ MOJU-
auHkepoM (cM.). MHcepuus uyxkepoanoit JIHK B nonmnmnHkep NpuBOIUT K
HapYIIEHUIO [-TalaKTO3WAa3HOTO TeHa. B aToM cimydae xossiickas OakTe-
puanbHas KJeTka oOpa3yeT OEeCIBETHbIE KOJIOHHUU, €CIM OHA pPAacTeT Ha
cpelie ¢ aMIUIMIUIMHOM U cyocTpatoM X-gal, KOTophIil TOKEeH paciier-
JSATHCA TPU MOMOIU f-ranmakTo3uaasbl. [lItammel, TpaHchopMUPOBaHHBIE
mazmusionn pPUC18 6e3 BeraBku uyxkepoanoit [IHK Ha Toit ke cpene ¢ X-
gal, o0pa3yroT KOJIOHMU OKpalleHHBbIC B CHHMIA 1[BET. T. 00p., MOKHO JieT-
KO OTOMpaTh peKOMOWHAHTHBIE (T. €. ¢ uykepoaHoit JIHK) xononun:

IoBTOopsirvomasics HYKJIEOTHAHAs mocjaenoBareabHOCTs (JIHK)
(repetitious DNA) — mociie1oBaTeIbHOCTh HYKIICOTHIOB, COJEP KaIIascs B
xpomocomMHot JIHK B BHII€ WACHTUYHBIX KONHUM; PA3JIMYAIOT BBICOKO-
MOBTOPSIOIIMECS HYKIJICOTUJIHBIC TOCIEA0BATEILHOCTH (MJIH. KON Ha
TE€HOM), & TAKXKE YMEPEHHO MOBTOPSIOIIUECS MOCASHOBATEILHOCTHU (JI€CSIT-
KU U COTHU KOIUI Ha TEHOM).

Honn(A), mosmanenmiaar (poly(A) or. polyadenylate) — romomonu-
Mep, COoAEep KAl OCTATKU aJ€HUHOBBIXTHYKIEOTU10B. [IpakTruecku Bce
MPHK sykapuoT Ha cBoux 3’-KOHIaXsCOACPKAT MOCIEA0BATEIbHOCTD MO-
mu(A) nmu nonu(A) XBOCT.

IonuanHkep, caiT MHOKecTBeHHOro KJoHupoaHusi (polylinker
or multiple cloning site) — cuHTeTHYECKUIT TBYHUTYATHIN OJUTOHYKTIICO-
TU]I, COJIEPKAITUA MHOTO-CAUTOB pecTpukiuu (cMm.). I1. BBOAST B BEKTOPHI,
9TOOBI PACHIUPUTH HMX {BOBMOXKHOCTH JJisi KJIOHUPOBAHHS UYKEPOIHBIX
JIHK B mro60M M3 3THX €aiTOB.

MMomumepusaunst — tperbsa craausa uukia [P B xoxae koropou npu
YBEIIMYCHUN TEMHEPATyphl B PeaKIMOHHOM cMecH In Vitro ¢ 50°C mo 72°C
Tag-nmonumepasa. yaauHseT oba mpaiimMepa ¢ Ux 3’-KOHIIOB JI0 pa3MepoB
MarpuuHou HnTH JIHK. OT0T npouecc nporekaer B Teuenuu 90 cexyna. B
pesynsTrare. konuyectBo JIHK yaBauBaercs. ®@epment Tag-monmumepasa
ObUNBBLICICH 13 TepMODUILHBIX OakTepuii Thermus aquaticus, u otinya-
€TCsl YCTOMYMBOCTBIO K BBICOKOUW Temmeparype. [Ipu temmeparype 70°C
rudpun npaitmep-IHK He nenatypupyer, a Tag-moimmepasa crnocoOHa
paboTaTh ¢ OOJIBIION CKOPOCTHIO.

IMoanmepa3nas uenHasi peakmusi, IIIIP  (polymerase chain
reaction, PCR) — mnpouecc ammaudukanuu (cM.) in Vitro, mpu KOTopom
¢parment JHK mnunoit no 15 k6 moxer ObITh amIummuuupoBaH (pas-
MHOKEH) 10 10° pa3 (xomuii). JJist 3TOr0 CMHTE3UPYIOTCS JBA OJIMTOHYK-
neotua pazmMepom B 10-30 HyKIIEOTUAOB, KOMIUIEMEHTAPHBIX MOCJIEA0BA-



TEJIBLHOCTSIM Ha JIByX KoHIax uccienyemon JIHK. M30wiTouHOE KONMMUe-
CTBO 3TUX JIBYX OJIMTOHYKJICOTHUJHBIX MPalMEPOB (CM.) CMEIIMBACTCS C
renomHon JIHK, cmecy HarpeBaercsa nns neHarypamuu aymiekcos [JHK.
[Ipu nocnenyromeM CHUKEHUU TEMIIEPATYPhI TpaiMepbl TPUCOETUHSIOTCS
K MX T€HOMHBIM roMojioraM u MoryT ¢ nomombro JIHK-momumepassl
yIMHUThCS, T. €. Ha JIHK-maTpuue cunresupyercs Bropas uemns. [locne-
JIOBaTEIbHBIN Mpoliecc (IIUKJI MPOIECCOB) IeHATypaIlliu, OT)KUTa npaiimepa
U ero yanuHenus nosropsercs 20-40 pa3. B pesynbTaTe MpoOUCXOINUT, SKC-
NOHEHIMaNbHOE yBennueHue konuit nzydaemoint JJHK. 3a 25 ammmmpuka-
IUOHHBIX IIUKJIOB KOJMYECTBO IeJeBbIX nocnenoBarenbHocted AHK yBe-
JUYUBAETCS MPUOIUZUTENBHO B 10° pa3. s cunre3a HoBbIX-menen JJTHK
UCTIOB3YIOTCA TepMmocTtabmibHble JIHK-mommmepassr (Tag-momumepasa,
Vent™-JTHK-nmonumepaza). B H. Bp. I[P Hamuia mupokoe pacnpocrpaHe-
HUE B MOJICKYJIIPHOW OMOJIOTMH U Ha €€ OCHOBE pa3paboTaHO MHOKECTBO
METOJ0B aHajnu3a FeHOMOB. MIMeeT MECTO Takke WHBEPTUPOBAHHAS IOJU-
MepasHas 1enHas peaxkuus, T. €, Moaudukarus oosrtaHoM [P, mo3Bossi-
folas aMImMQpUIMpoBaTh HEW3BECTHBIEC mocieAoBaTenbHocTn JIHK, npu-
JexKanue K KopoBoit 00J1acTh U3BECTHOM ITOCITEI0BATEIBHOCTH.

HommmepasHas nenHas peakuus CAIPOU3BOJIbLHBIMY NPaAalMepaMu
(arbitrarily primed polymerase chain.reaction, AP-PCR) — monudukaius
crangaptHoro merona I[P, mo3Bomsronias OCyIecTBISITh aMIUTU(UKa-
1y (cM.) meneBbix nocnuenoparenbHocTe JIHK ¢ momorisio mpou3Bosib-
HO B3SITBIX MpaiiMepoB (cMy), €3 MpelBapUTEILHOIO 3HAHUS HYKICOTH-
HBIX MOCJIEAOBATEIILHOCTEN NAHHOTO reHoMa. MeTO T TO3BOISIET BBISIBIIATH
noJIMMOP(HU3M MEXKIY (ITAMMaMH OaKTEpHil U TPUOOB, Pa3IMUYHBIMU COP-
TaMHU PaCTCHUM.

Iosumopdusm [rp. polys — maoro + morphe — dopma] — MHoOro-
$bOpMHOCTH, CYMIECTBOBAaHNE OPTaHU3MOB OJTHOTO U TOTO K€ BUJA, Pa3JiH-
YAIOIINXCSE MEXKY CO00K0 o opMe TeJla WK JIP. IPU3HAKAM.

Hosincaxapuabl — JIMHEWHBIE WA PAa3BETBICHHBIC MOJUMEPHI, CO-
crosiutue 6osiee yeM u3 10 MOHOCaxapusiOB, CBSI3AHHBIX TIMKO3UIHBIMU
CBA3AMMU.

IMommuuctponnass MPHK (polycistronic message) — Mosekyna
MPHK, kogupyroias nocienoBaTeabHOCTH Oojiee 4eM OJHOTO Oelika; 00-
pa3yeTcsa MpU TPAHCKPHUIIMUA ABYX WJIM HECKOJIBKMX COCEICTBYIOUIUX Ie-
HOB, BXOJISIIIMX B COCTaB OJIHOTO OIEPOHA.

IMosrykoHcepBaTUBHAS PEIUIMKAIMA — CIOCO0 pEIUIMKallud JABYX-
uenoueuHoit moJsiekynsl JJHK, nmpu koTopoM ucxoaHas MOJEKyJia pa3aensi-
eTcsl Ha JABe 1enu (¢ 00pa3oBaHWEM PEIUIMKATUBHOM BWJIKH), Kaxias U3
KOTOPBIX CIY>KUT MATPHIIEH JUIsI CHHTE3a BTOPOU (HOBOM) KOMILIEMEHTap-
HOM MoJIMHYKJIeOoTHAHON 1enu; runote3a [1.P. 6buta BeiiBUHYTA JIK. YOT-



coHoMm U O.Kpukom ogHOBpEMEHHO C uiaecer o aorHou cnupamu JJHK, a
nokaszaHa onbitaMu M. Mesenscona nu @. Cransd mo nepeHocy Me4eHOU
JIHK ¢ ucnonp3oBanreM MeToja IeHTPpUPYTUpOBaHUS B TPAJAUCHTE ILIOT-
HOCTH XJIOPUJIA LIE3UA.

HMonyasimusi [nat. populus - Hapoj, HaceneHHe] - COBOKYIHOCTB
oco0eil  OJHOrO  BHUAA  OPraHU3MOB, JUIMTEJIBHO  HACEINSIONINX
ONPEJEIECHHYIO TEPPUTOPHIO, B TIPEJEIaX KOTOPOH BO3MOXKHA Ta WUJIA UHAS
CTEIEeHb CBOOOIHOTO CKpEIIUBaHUs (TAHMUKCHS ) MEXITY HUMHU.

HocaenoBarenbHocts  Ilaiina-/laarapso -  KOHCEpBaTUBHAA
MOCJIEIOBAaTENbHOCT, B Tpokapuotuueckux HUPHK, koMruiemeHTapHas
MTOCJICA0BATEILHOCTH, HAXOAAIIecss BOm3n 5’ —KkoHma 16S pubocoMHO
PHK, wu, Takum oOpa3om, ydacTByIlas B TMpolecce HHALMAIUN
TPAHCIISLIHH.

I[MocsienoBareIbHOCTHL Y3HABAaHUA — cM. CalT y3HaBaHUS.

IpaBuwiao Yaprapdpa — mnpaBwiio, racsiee;, 4To B JHO00H
neynutyaTon Mojekyne JIHK uncno aneHMHOBBIX OCHOBaHWI BCeraa
paBHO uyuciay TUMUHOBBIX (A = T), a 4MCIQ\I'yaHUHOBBIX — YHUCIY
nuto3uHoBbiXx (I' = II) ocuoBanmii. Cormachoe II. Y. komuuectBo
nupumMuuHOB (T + L) paBHOo cymme nypuHoB (A + I'). I1. Y. oTkpbITO B
1950 r. n nexur B ocHoBe Kitaccndyeckonmonein JJHK Yorcona-Kpuka.

IIpaiimep, 3aTpaBka (primer) — kopotkuii onmuronykieorus JJHK
i PHK, komnnemenTapHsiii yuacTky 0onee anmuHHoW Monekynsl JJHK
nmu PHK. K ero 3'-OH-konity AHK-nonumepasa (cM.) MOXKeT 100aBIATH
HyKJeoTuabl B pactymyto neib JHK B 5'-3'-Hanpasnenun. Y npokapuot
PHK-nonumepasa (cMm.) karanusupyer cunre3 takux PHK-mipalimepoB mist
perumkanun  JIHK. Ilg “vaxxe Hyxsbsl 1ui1 PHK-3aBucumon JIHK-
noJimMepasbl (00paTHOW TPaHCKPHUNTa3bl, cM). [N Vitro (cM.) ucrmonb3yroTes
cunretnueckue 1L pasmepom no 10 m. o. Wi peaknuu MOJIMMEpPHU3AUN
JHK ¢ nomomsto JHK-nmonmumepassr unm obpatHoi Tpanckpuntasbl, 1.
HyxHbI 17151 cunte3a k/IHK, JIHK cekBenupoBanus no Canrepy (cM.), mo-
JMMepa3Hou uenmHoi peakuuu, [P (cm.) u ap.

IIpaiimasbl, JTHK-npaiimazsl (DNA primase) — depMmeHTBI, OCy-
mecTBistone cuate3 PHK-3aTpaBok miis mocnenyroiiero cuHtesa par-
MEeHTOB Okazaku, a tTakxe cuHte3 PHK-3aTpaBok B mporiecce cuHTesa pe-
niukatuBHOM (opmbl JIHK Oakrepuodaros. Y sykapuor JIHK-mpaiimaza
apisiercs cyobenununei JIHK-momumepaspl. B oTimume OT OOBIMHBIX
PHK-nmommepasz JIHK-npaiimMasza cnocoOHa UCTIOIB30BaTh B KA4ECTBE CyO-
CTpara Kak pubo-, Tak U J€30KCUPUOOHYKICOTHU IbI; 00pa3yeT KOMILUIEKC C
apyrumMu hepMeHTaMu — IpaniMocomy (CM).

IIpaiimocoma — KoMIIeKC (DEPMEHTOB, 00ECTICUNBAIOIITUX CUHTE3 3a-
Ma3AbIBAIONICH 1IENU B PEIJIMKATUBHOM BUJIKE MOCPEJCTBOM 00pa30BaHUS
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¢bparmenToB Okazaku; oAuH U3 OCHOBHBIX (epmentoB II. — JIHK-
npaiimasa (cMm).

Ipe-MPHK — npenmectsennuk MPHK (uacto odueHp 00JbIIOr0 pas-
Mepa), cuHTe3upoBaHHbii Ha Matpuue JJHK crpykrypHoro rena B nporuec-
C€ TPAHCKPHUIILMM W JI0 BBIXOJA W3 siapa MPEeTepreBaIONIAA MOCTTPaH-
CKPHUITLIUOHHBIE MOTU(PUKALIIH.

IpuHIMI KOMIJIEMEHTAPHOCTH — TMPOCTPAHCTBEHHAs B3aUMOJI0-
MOJIHSIEMOCTh (B3aMMHOE COOTBETCTBUE) MOBEPXHOCTEH B3aUMOJICUCTRBY-
IOIMX MOJICKYJI WJIM MX 4YacTe, MPUBOJAIIAs, KaK MPaBUIIO, K 00pazoBa-
HUIO BTOpUYHBIX (BaH-aep-BanbcoBbiX, BOJOPOJIHBIX, HMOHHBIX)) EBsI3Ei
MEXJy HUMHU. YHUKAIbHOCTh U MPOYHOCTh KOMIUIEMEHTAPHBIX, CTPYKTYP
OTpeIesieTC BBICOKOW M30MpPATEeNbHOCTHIO, OOJBIION IIOMAAbIO B3au-
MOJICHCTBUS Ha YPOBHE aTOMHBIX IPYNIUPOBOK WUJIM 3aPSAOB,IT0 MPUHLIUITY
«KJTFOY - 3aMOK» (KOMIIJIEKCHl aHTUTE€H — aHTUTEJO0 U (DEPMEHT — cyOcTpar,
YEeTBEPTUYHAS CTPYKTypa OCJIKOB, BTOPUYHAS My TPETUYHAs CTPYKTypa
HYKJIEMHOBBIX KucioT). HauO. sapko K. mposiBUliaCk"B CTpyKType JBYCIU-
pansubix [IHK u PHK, roe nBe monvHyKiIeoTHAHBIC ST 00Pa3yIOT B pe-
3yJIbTaT€ KOMIUIEMEHTAPHOTO B3aUMOJICCTBUSL Map MypPUHOBBIX U MUPHU-
MUJMHOBBIX oOcHOBanuil (A-T, I'-I[) AByclupallbHYyI0 MOJEKYTy. YHHU-
KaJIbHasi BTOPUYHAsA U TPETUYHASI CEPYKTYpPa OJIHOLIEOYEUYHBIX MOJUHYK-
neotunos (TPHK, pPHK) raxxe onpenensercss KOMIJIEMEHTaAPHBIM CHIapH-
BaHWEM OCHOBAHHWN C 0OPA30BAHUEM «II€TEIb» M IITTHJICK» BAOJb 1O IIe-
nu. K. 1eXuT B OCHOBE MH,BIIGHUI OMOJI. CIeIU(UIYHOCTH, CBSI3aHHBIX C
«y3HAaBAHUEM» Ha MOJIEKYJIPHOM YPOBHE.

IIpuonsl [aHTN./proteinaceous infectious particles — 6enkoBBIe 3apa3-
HBIE YaCTHIIbI | — 0COOBIN KJ1acc MH(GEKIIMOHHBIX areHTOB, YUCTO OCIKOBBIX,
HE COJIEPKAIUX-HYKIEMHOBBIX KUCJIOT, BBI3BIBAIOIINX TSIXKETbIE 3a00J1€Ba-
HUS [ICHTPAJIbHON HEPBHOW CHCTEMBI y YEIIOBEKA U PsiJla BBICIIUX KUBOT-
HBIX (T. Hs «MemJieHHbIe MH(eKIun»). [IpruoHHBI Oenok, 00yamaronnui
aHOMaJILHOM TPEXMEPHOUN CTPYKTYpOH, CIOCOOEH MPSIMO KaTalu3UpOBaTh
CTPYKTYPHOE MPEBPAIIEHNE TOMOJOTHYHOTO EMY HOPMAJIBbHOTO KIIETOYHO-
ro.0efika B ce0e moA00HBIN (MMPUOHHBIN), MPUCOEAUHSSACH K OEIIKY-MUILIEHU
U M3MeHss ero koHdopMaiuio. Kak npaBuiio, NpUOHHOE COCTOSIHUE Oeka
XapaKkTepU3yeTcsl MepexoioM o-crupaneit O6enka B P-crmou. [lpuonbsr —
€MHCTBEHHBIC UH(MEKIIMOHHBIC are€HThI, PA3MHOXKEHUE KOTOPBIX MPOUCXO-
JUT 0€3 y4acTus HyKJIE€MHOBBIX KUCIOT.

IIpokapuoTbl — OpraHu3Mbl, KJIETKM KOTOPBIX JIUIIEHbI OrPaHUYEH-
HOTO MEMOpaHOU si/ipa; aHAJIOTOM SiJipa SBJISIETCS HYKJICOU], TeHEeTUYeCKas
cucteMa KoTtoporo (reHoop) COOTBETCTBYET MPUMHUTHUBHOW XPOMOCOME;
muto3a y I1. Het, knerku I1. TUIIEHBI XJTIOPOIUIACTOB, MUTOXOHIPHM, arIa-
para ['oyibku, HEHTPHUOJIEH, a puOOCOMBI CYIIECTBEHHO OTJIWYAIOTCSA OT



puOOCOM 3YKAPUOTHUYECKUX KIIETOK; Il. COCTaBisAIOT OTIENBHOE IapCTBO
(BO3MOXHO, HaJApCTBO), BKIIOUYAOIIEE OJHOKIETOUYHBIE (apXxeOaKTepuu,
9y0aKTepur) U MHOTOKJICTOYHBIC (CHHE-3€JIE€HbIE BOJOPOCIH, WM IIHa-
HOOaKkTepun) opranu3Mbl; TepMuH «I1.» npeaoxken B 1937 3. IllarToHoM,
KOTOPBI BriepBbie CHOPMYIUPOBAT NPUHIUIIHANIbHBIE pa3znuuus [1. u 3y-
KapHuoT.

IIpomoTop (promoter) — yuacrok monekyasl JJHK mmunoi 80-120 .
H., K KOTOpOoMy npucoeauHstorcs moiiekysbl PHK-nonumepasbl, 4to co-
MPOBOXKIAETCA WHULMAILMENH TPAHCKPUIILIUK COOTBETCTBYIOIIUX T'€HORB]
KaKJIbI TeH (Miau onepoH) umeeT cBoM Il., KOHTpoIUpyrOUUA ero rpaH-
CKpUMIuio; cymecTBoBanue I1. Buepsbie ObT0 TTOKa3zano @. XKaxkoQom u
K. Mono npu ananuse lac-onepona E. coli.

IIpoTtea3bl — hepMeHTHI, KATATU3UPYIOIIUE THAPOIU3 OGTKOB, TO €CTh
pacLIEIUICHUE NMENTUAHBIX CBSI3€U, KOTOPBIMU COCIMHEHBI OCTATKU aMUHO-
KHACIIOT B OEJIKOBBIX MOJIeKyJ1ax. CHHOHUM: NENTUAA3bI.

IIpoTreuHkuHAa3bl — PEPMEHTHI, KATAUTUIUPYIOLUC-HPUCOCTUHEHNUE K
MoJieKysie Oenka QocdaTHO Tpymibl (TPYIT) BA\MECTaX PacHOIOKEHUS
OCTaTKOB CEpUHA, TPEOHUHA WUJIU TUPO3UHA.

IIporoonkoren (proto-oncogene) —_ TeH,, KOHTPOIUPYIOIIMA HOP-
MaJbHYI0 mpoiudepaiuo uiu n1udhepeHnpoBKy KIETOK, KOTOPBIA B pe-
3yJbTaT€ COMATHYECKOW MYyTalluM WK\ TPAHCIO3UIIUU MOXET IpeBpa-
1IaThCSI B OHKOTEH;, B HOPME MPOTOOHKOI'€HBI KOJAUPYIOT MPOTEUHKUHA3BI
(Hamp., TeHBl CEMENCTBA C-Src), MEMOpaHHO-CBSI3aHHBIE OCTKM (CEeMEHCTBO
C-ras), (hakTOpPHI POCTa U UX PEIECHTOPHI.

IIpoueccHHr — KOMIUIEKC HPOILIECCOB 00pa30BaHUs 3pPEIbIX MOJICKYI
PHK u GenkoB B KJIETKej BKIIOUAET P MTOCIEA0BATEIBLHBIX PACIICIIICHUM
MOJIEKYJIBI-TIPEIIICCEBeHHNKA ~ DHJIOHYKJI€a30d WM  [poTea3aMHu C
oOpa3oBaHMEM KOHEUYHBIX, (YHKIIMOHAIBFHO AaKTHUBHBIX IIPOJYKTOB
(manpumep, 41S-,) 32S-, 20S-pPHK 'y wmHOrux »dykKapuor —
npomexyTtoufble; 5,8S-, 18S-, 28S-pPHK — koHeuHble) U Aerpamainuu
«M30BITOYHBIX» yuacTkoB; y dykapuor I[I. MPHK Bkmtouaer osrtan
BBIPE3aHUS /MHTPOHOB M OOpa30BaHMs 3pENOil MOJIEKYJIbI B pe3yJbTare
CIUIAiCUHTa; Takke K cucteMe II. OTHOCAT paszinyHble MOIU(PUKALIUA —
HApUMeEp, METUJIMPOBAHUE OTAEIbHBIX OCHOBAHHUM U JIp.

IIIP (PCR) — cm. [Tonumepa3sHas 1ieHHAsT PeaKIus.

NIP-amningukaumu —  CM. IOJMMEpa3Has LEHHas peakuus
(ITLIP), amnmmdukaius reHoB.

ITIP B peanrHom Bpemenu (Real-time PCR, qPCR, gRT-PCR) -
7a00paTOPHBIA METOJT HA OCHOBE MOJMMEPA3HON LEMHOW pEeaKIUK, BKIIO-
YalolIWil B c€0s1 OJTHOBPEMEHHO JIETEKIUIO U KOJUYECTBEHHOE OIpeee-
Hue cnenuduueckoil nocnenosarensHocTy JJHK B 00pasie.



P TexXHONOTHUM — Pa3IUYHBIC METOJBI PA3MHOKEHUS (aMIuIH(U-
karus) JIHK ¢ momompro TTLP.

P
PagnoaxkTuBno meuennbiii JIHKoBbI# 3001 — cMm. [[HKoBBII 30H.
Paznenenne pecrpukuuonnbix ¢pparmentoB JHK — cm. Dnek-

Tpodope3 B arapo3HOM TeJie.

Pacno3znaBaemble yyacTku — cM. CalThl paCliO3HABAHUS.

recA - oOHapyXeHHBIN y OOJNBIIMHCTBA OAKTEpUN OEJNOK, UTPAIOUIHI
BaYKHYIO POJIb B Ipoleccax penapauuu u pekomounanuu JJHK.

PexomOuHamuss — rmiepepacrpejiesieHue TeHETUYECKOro maTepuaia
poauTescH, IpUBOIAIIee K HACIeICTBEHHOM KOMOMHATHBHOM "M3MEHINBO-
CTH; B 00IIEeM CMbIciie ToJ] P. mOHMMAIOT co3/1aHue HOBOM KOMOMHAIIUU
TE€HOB MPU COCIMHEHUU TaMeT poAuTenel, oosiee y3ko P=— oOMeH ydacT-
KaMHU XpOMAaTHJ U XPOMOCOM B MPOIECCE KIETOYHOIO IEIEHUs; Y MpOKa-
puoT P. ocymiecTBiseTcsl B Mpoliecce KOHBIOTAlUu, TpaHchopMaluu JIuoo
TPaHCAYKIIMH, Y BUPYCOB — MPHU CMENIAHHOW MH(EKINU; Y IyKapuoT, KaK
npaBuiio, P. xapakrepHa s Mmeio3a (Meiorndeckas P.), HO UHOT]a UMEET
MECTO U B MHUTO3€ (comarnueckas P.); pa3iMyaroT pelunpoKHyo (B3auM-
HbI 0OMeH ydacTkamu MoJiekyibl JAHK), Hepenunpoknywo (0JHOCTOPOH-
Hui neperHoc ydactka JIHK); ™ ‘obOmyrwo (KpoccuHroBep), cauT-
crieu(pUUecKyr0 U He3aKOHHYI P. (0OOMeH ydacTkamMu HEroMoOJIOTHYHBIX
XpPOMOCOM B PE3YJIbTATE XPOMOCOMHBIX MTEPECTPOCK).

PexoMOuHamusA reHoB >~ (OT JIaT. reé — CHOBA M combinare — coe/u-
HATh) — OOMEH reHaMM, MEXKAY JBYMSI XPOMOCOMaMHU WJIM MEXIY ABYMS
KJIETKaMH{, OTJIMYAKUIMMHUCS APYr OT Jpyra cCBOUMHU reHomamu. Ilocnen-
HEEC MOXKET MPOUCXOIUTH MPU «THOPUAU3ANNU» COMATUUYECKUX KIIETOK,
COMaTHUYECKOM, KpocCuHroBepe. EquHuilel reHeTu4ecko peKoMOuHaIuu
ABJISIETCS PEKOH. PekoMOMHalMs T€HOB MMEET OOJbIIOe OMOJIOTHYECKOe
3HAYEHUE B\IUJIAHE SBOJIIOIMOHHBIX MPEOOpa30BaHUN KJIETOK U OpPraHU3-
MOB,~TaK KaK BCJIEACTBHE €€ MOTYT BOZHUKHYTh TaKHUE COUETAHUS T'€HOB,
KOTOPbIE OTCYTCTBYIOT Y POJUTENHCKUX (POPM.

PexomOuHANIMOHHASI penapanysi — OJIMH U3 MOJIEKYJSIPHBIX MeXa-
HU3MOB pemapainy, UMEIOIUX MECTO MPH PEKOMOHMHAIIMHN IO THUITY «pas-
pBIB-COEIMHEHHEY, — 00pa3oBaHre HaTUBHOW Motiekysbl JJHK myrem 00-
MEHa €€ IMOBPEXKIAECHHOTO CETMEHTa Ha HEMOBPEKICHHBIA B MPOLECCE pe-
KOMOHWHAIIUNA MEXKY 2 MOJICKYJIaMH.

PeHTreHOCTPYKTYPHBIM aHAJIU3 — OJIMH U3 BAXXHBIX METOJIOB HCCJIE-
JIOBaHUSI MOJICKYJISIPHOM OpraHu3alluy KJIETOK, OCHOBAHHBIM HA UCTOJIb30-
BaHUU siBIeHUS nudpaxiuu (orubaHus) PEHTTEHOBBIX JIy4eil TIpU Mpo-
MyCKaHUU UX 4epe3 00BheKT. B 3aBUCHMOCTH OT XapakTepa pacrloIOKECHUS



MOJIEKYJI B MPOCTPAHCTBEHHON pelieTKke 00bekTa Ha (HOTOIUIACTUHKE BO3-
HUKAeT M300paK€HUE KOHIIEHTPUYECKUX KOJEL W JYT, MO IIHPUHE KOTO-
PBIX U PACCTOSTHUIO MEXAY HUMHU ONPEACISIIOT Pa3MEpPbl U PACIIOJIOKEHHE
MoJsiekyd. Ha OCHOBE pEHTI€HOCTPYKTYPHOTO aHajiM3a NPEIJIOKEHA CXeMa
crpoenust MoJiekyJisl JIHK.

Penatypanusi — BOCCTaHOBJICHUE HATUBHON (OMOJIOTMYECKH aKTHB-
HOI) POCTPAHCTBEHHOM CTPYKTYphI OnonosmMepa (0enka uin HyKIeHuHO-
BOW KucCioThl); B yactHocTH, P. JIHK (mocne nenarypainuu HarpeBaHUEM)
MOYKET IPOUCXOAUTH IIPU MEJICHHOM OXJIAXJICHUU, YTO UCMOJIb3YETCS JJIs
MOJIYYEHUS! THOPUJTHBIX TE€TEPOIYTUIEKCOB.

PenapaTtuBHasi pemiMKamusi — 3Tal 3KCIM3MOHHOW penapamyu, B
mpoliecce KOTOPOTO MPOUCXOAMUT 3acTpoiika oOpa3oBaBIIMXCS Opelei,
OCYILECTBJIsIEMAasi B COOTBETCTBMM C IpuHUOMnamu pemmkanvy JJHK c
yuactuem JIHK-nonumepassr 1.

PenapatuBHble depMeHTBI — HA0Op crnenuPpUYecKux Q(EepMEHTOB
KJIETKM, Y4aCTBYIOLIUX B Ipolecce penapauuu; K P.D.~0THOCATCA HyKIe-
a3bl (Hanpumep, koaupyemsbie y E.coli renamu uvtA 'w uvrB u BbIpesaro-
e nospexaennbie yyactku JJHK), JJHK-nmonumepasa I, poropeakruBu-
pyromuii GepMeHT — JIe30KcupudonmupuMuAuH(OTOMa3a (Kogupyercs y
E.coli renom phr), ygactByronuii B GOTOPEAKTUBAIIMN, a TAKKE PO Jp.
MeHee crienurduueckux ams penapauuu pepmento — Hanpumep, JHKm-
rasa.

Penmapauusi, penapaTuBHbIM CHMHTE3 — BOCCTAHABIICHUE HATHUBHOU
MepBUYHON CTPYKTYphl MoJiekyibt JIHK (T.e. ucnpaBieHrue nmoBpexIeHUH,
CIIOHTAHHO BO3HHKAIOLIUX B MPOIECCEe PEIUIMKAIIMN U PEKOMOWHAIIUU WU
BBI3BAHHBIX JICMCTBUEM BHEIIHUX (PAKTOPOB); pazinyaroT (HOTOpeaKTUBa-
LU0, DKCIM3UOHHYK-M\IOCTpEIIMKaTuBHYIO P.; P. ocymectBisaercs ¢ no-
MOIIIBI0 Ha0Opa COEHHU(UUECKIX permapaTuBHBIX (DEPMEHTOB; T1€(PEKTHOCTD
P. IHK HaOmromaeTcss mpyu HEKOTOPHIX HACIEACTBEHHBIX 3a00JICBAHUSIX
YeJI0BEKA — HUPMEHTHOM KCEPOJEpPME, aTaKCHUU-TEIIAHTUAIKTA3UN, aHEMUHU
DaHKOHU, TPUXOTUOAUCTPODUU U JP.

Penmmukanusi — IpoLECC TOYHOTO CAMOBOCIIPOM3BENEHUS MOJIEKYI
HYKJIEHHOBBIX KHUCIIOT, COIPOBOXKIAIOLUIMKACS NEpeNaderd TOYHBIX KOIUU
LeHETHYEeCKON MH(popMalKi B psxy nokojeHud. Tepmun P. B ocHOBHOM
UCIONIb3YETCs I ONpeeNieHus: mpouecca cuate3a HoBod Hutu JJHK Ha
Marpuunor Hutu JJHK ¢ 1nenpro TouHoro konupoBanusi HHGOpPMaIIUK, CO-
nepxkamierica B renome. P. JIHK sBisercs nomykoHcepBaTuBHOM. OCHOB-
HBIE CTaJIMU PTOTO Mpolecca BKIoYaroT pazaenenue nutedt JJHK ¢ oOpa-
30BaHUEM PEIUIMKAaTUBHOM BWJIKM, cBA3biBaHue JIHK-mommmepassr u 1o-
OaBjieHME KOMIUJIEMEHTAPHBIX HYKICOTHAOB HauuHasi ¢ 3'-koHia. Hurs,
HEIMPEPBIBHO PEIUIMIUPYIOMasics (BeAyllas HUTb, JIUJAEpHAs HUTh), HOJIXK-



Ha OTHENAThCS OT Ap. (3ama3gbIBarolieil) HUTH, KOTOpas PEeIuIUIUpyeTcs
IPEPBIBUCTO, KOPOTKUMH Kyckamu (pparmentsl Okazaku). [locie cunTesa
dparmentsl Okazaku nurupytorcs (¢ ydactuem [IHK-mmraser), oOpasys
LETYI0 3aa3/IbIBAIOIIYI0 HUTh.

Penninkanusa no tuny «Karsameecss KoJboO» - CIOCO0 peIUIMKaIlUU,
IpU KOTOPOM pEIUIMKAIMOHHAs BUJIKA COBEPIIAET MHOXECTBO O00OOPOTOB
Ha I[UPKYJSIPHOM MATpHIlE; CUHTE3UPYIOMIAsCd B KaXXJIOM IMKIJIE IIEUb
JIHK BbITECHSIET 1€, CHHTE3UPOBAHHYIO B IPEABIAYIIEM IIUKIIE, 00pa3yst
XBOCT, COCTOSIIMN M3 JUHEHHOrO0 Habopa MOoCiIeNnOoBaTeIbHOCTEH, NKOM-
MJIEMEHTAPHBIX OJIHOILICTIOYEYHOMY MATPUYHOMY KOJIBILY.

PeruinkoH — aBTOHOMHAs €IMHUIA PEIUIMKAIIUU, HAXOMMIAACS IO/
KOHTPOJIEM OJHOW TOYKH MHUIIMAIMU pEIUIMKaIuu (periKatopa); y mpo-
KapuoT P. mpeacraBiieH BCEM F€HOMOM, a y 9YKapUOT '€HOM,MOKET BKITIO-
yaTh MHOXeCTBO P.; Tepmun «P.» npemmnoxen @. Kaxkobom u C. bpenne-
poMm B 1963.

Permumnnupyrommiica yyactok — yyactok, JIHK (permnukon), npoxo-
JSIIAA TPOUECC PEIUIMKAIIMK B OMpPEACICHHBII MOMEHT BPEMEHHU; BBUY
3HAYUTEIHLHON JECHMHXPOHU3AIMHU MPOIECCa PEILTUKAIUUA Y IYKAPUOT pac-
npenenenne P.Y. okaspiBaeTCs BHII0- U/ XPOMOCOMOCICITMPUIHBIM, UYTO
OBLJIO TIPOJIEMOHCTPUPOBAHO, B YACTHOCTH, /i Te€HOMa delnoBeka B.
[HIMmuoom B 1963.

Penpeccop — (o1 nat. repressio — mogaBiacHNE) — OCIIOK, KOIUPYEMBbIi
T€HOM-PETyJIATOPOM, CHOCOOHBIN OMOKUPOBATh JAeHCTBHE (HYHKIIMOHUPY-
IOIIIETO T'€HA-OMEepPOHA, YTO NMPUBOJIUT K CHUKEHUIO YPOBHSI CHUHTE3a Oel-
koB. [Ipu cBsi3pIBaHHMpPEIPpECCOpa META0OIUTaMH, HA3bIBAEMBIMH d(Pdek-
TOpaMU, CUHTE3 OEJIKOB BHOBb aKTUBU3UPYETCS.

Penoprepuslii ren (reporter gene) — reH, XOpoIo U3YYCHHBIN TeHE-
TUYECKA ¥ OUOXHMHYECKHU, KOTOPBIM JIETKO MOXKET OBITh CIIUT C PErys-
TOPHOM 00JIACTBIO Jp. T€HOB. Ero akTMBHOCTH B HOpME HE OOHAPYKUBALT-
Csi B OpraHU3ME, B KOTOPBIM ITOT T'€H MEPEHOCUTCS. AKTUBHOCTH OO0JIb-
mMHCTBA P. . MOXHO JIETKO MPOTECTUPOBATH TOCTATOYHO MPOCTHIMU Me-
ToAAMU (Harp., onpenaesieHrneM (HepMEHTATUBHON aKTUBHOCTU OEJIKOBOTO
MpOAYKTa ISl TaJIaKTO3UAa3bl, [-TIOKYpOHHAA3bl, XJiopaM@eHukoane-
THITpancdepaspl, monudepasbl, HeoMunH (ocdorpanchepaspl, HoOMAa-
JMHCUHTA3bI U Ap.).

Penpeccop — [naT. repressio — momaBieHue]| — OCNOK, KOIUPYEMBIi
T€HOM-PETYJIATOPOM, CIOCOOHBIM OJOKMPOBATh JAeHCTBHE (HYHKIIMOHUPY-
IOIIIETO T'€HA-OMEepPOHA, YTO MPUBOJUT K CHUKEHUIO YPOBHSI CHUHTE3a Oel-
koB. [Ipu cBsi3pIBaHHMM pernpeccopa MeTaboJInTaMu, Ha3bIBaeMBIMH (P eK-
TOpaMH, CHHTE3 OCJIKOB BHOBb aKTUBU3UPYETCH.

Pectpuxkrazpl — QepmeHTsl pectpukiuu, paspesatoume JHK mo



ONPEACIICHHBIM HYKJIEOTHIHBIM MOCIEA0BATEIbHOCTSM, Ha3bIBAEMbIM Caii-
TaMH PECTPUKIUU (CM.). P. MOTYT KOJIUPOBAThCSl HE TOIBKO TEHOMOM OaK-
Tepui, HO TaKXKe TIa3MujaMu U Oakrtepuodaramu. SIBISIOTCS OJHUM W3
TJIABHBIX UHCTPYMEHTOB I'€HHOW MHKEHEPUH, IIUPOKO HCHOJIB3YIOTCS IS
nonyuenus: pekomOuHaHTHbIX JIHK(cm.). CHUHOHMUM — pEeCcTpUKIIMOHHBIE
SHJOHYKJIEA3bI.

PecTpuknuoHHBIE KAPTHI — JUarpaMMa pacroJiOKEHUsI HA MOJIEKY-
ne JIHK caiitoB y3HaBaHus (cM.) pecTpukrazamu. CaMbIMU MOJHBIMU SIB-
nasroTes P. k., moctpoeHHsle st HeOoabiux Mojekyn JIHK (mamp., Xpo-
MocoM Mpokapuort). [lepByro MmojHy0 (GU3UYECKYIO KapTy PacloIOKEHUS
ygacTkoB 14 pectpukras cocraBui Jl. Haranc qms JIHK Bupyca sv-40:

PerpoTpancno3oHbl — rpynna MOOWJIBHBIX T€HETUYECKHX BJIEMEH-
TOB, MEPEMEIICHUE KOTOPBIX OCYIIECTBISIETCS C HMCIOJIB30BAHUEM MeEXa-
HU3Ma OOpaTHOW TPaHCKpHUMIMHU (MIPU YIaCTHH OOPATHOW TPAHCKPUIMTA-
3b1); K P. OTHOCSTCS MOOWJIbHBIE JUCTIEPTUPOBAHHBIE TeHBI Apo3odui, Ty-
DJIEMEHT APOXKIKEU U JIp.

PenenTop — nOKaaM30BaHHBIA B IUIa3MaTHYCCKOM MeMOpaHE TpaHC-
MEMOpaHHBIN OENIOK, CIIOCOOHBIN CBA3BIBATHCANC/IIMIAHOM Ha HapPYKHOU
CTOpPOHE MEMOpaHbI U, TEM CaMbIM, BbI3bIBATH U3MEHEHUE aKTUBHOCTU HA
CTOpOHE, OOpaleHHOW K HuToriazMe. 4acTo ucmoyb3yercst s 0003Ha-
YEHUs y4acTKa MOJIEKYJbI, KOTOPBIMA AEIAET BO3MOKHBIM CBA3bIBAHUE JIH-
TaHJIOB.

PeunnuentHblii opranusm, penunuent — 1. Jlrobas kineTka uimu
OpraHu3M, MOJYYArOIIHUi: a) HOBYO TeHEeTUUECKYy10 nHpopMaluio B popme
gyxepoanor [IHK wim PHK; 0)k.-11. Onomorundeckuii MaTepuani ot ap. op-
raHu3mMa-aoHopa. 2. Knetrka, npuHumaroiiasi reHeTUYECKU MaTepuall Ipu
TPAHCAYKIHMHU U KOHBIOFAIINH.

PoBHbIe (Tynbl€) KOHIbI — TEPMUH, OTHOCSIIUUCS K ABYXIIEIIOYECU-
HbIM pparmentam /IHK y koTOpbIX HU O/lHa HUTH HAa KOHIIEBBIX Y4acCTKaxX
HE BBICTYyNAaeT 3a JpPYryl B OTJIMYHME OT JUIKHUX KOHILOB (cM.). P.k. oOpa-
3YIOTCSL B ‘PE€3YyJbTaTe JEUCTBUS PECTPUKTA3 (PECTPUKIUOHHBIX 3HJIO-
nykieas) Alu I, Ecor V, Hpa |, Nac I, Pvu I, Sma | u ap., a Takke myrem
yAUICHUS] OJTHOHUTYATHIX KOHIIOB C TTOMOIIBI0 S1-HyKIi€a3bl UK I0CTPOM-
kihux ‘€ momoibio JIHK-monumepassi |.

PubonykiennoBas kucjaora (PHK) — wamie Bcero ogqHOHUTYATHIN
MOJIMHYKJIICOTH]I, XapaKTEPU3YIOIIUNCA HAIMYMEM B HEM caxapa puOo3bl U
ypanmia (BMecto ae3okcupu6ossl u TumuHa B JIHK). OGecnieunBaer me-
penauy reHeruuyeckoil madopmanuu (nHpopmarmonnas uPHK u Tpanc-
noptHas TPHK), caykut B kauecTBe CTPYKTYPHOIr'O Kapkaca Jijii pubocom
(pudocomuas pPHK) u Beimonnsier ¢pepmenTaTuBHble QPyHKIUU (prOO3U-
MbI). Okoso 90% Bceit kinetounot PHK cocraisier pPHK, oxono 8% co-



craisier TPHK, a Ha momto nPHK npuxonutcs menee 2%. Y aykapuor
mosekyiasl PHK, kak mpaBuiio, TpaHCKpUOUPYIOTCS B BUJIE OOJIBIIUX MO-
nexyn (npenmectseHHukoB npo-PHK), a 3atem myrtem crutaiicunra u Jip.
MOCTTPAHCKPUIIIMOHHBIX MOJu(dUKauidi mnpeoOdpa3yloTcs B aKTUBHbBIE
(3penbie) GOopMbI, UMEIOIINE MEHbIIKNE (MHOT/Ia CYIIECTBEHHO) pa3Mephl. Y
MHOTHX BHPYCOB Bcs reHernueckas uHdopmaius Bmecto JIHK conmep-
KUTCS B O1HO- 1 AByHUTUYaThIX PHK.

Pubocoma — opraHoma KJIETKH, C TOMOIIBIO KOTOPOTO OCYIIECTBIIS-
eTcsi Ouocuntes Oenka. P. mpeacTasisieT co00il aCUMMETPUUYHYIO pUOOHY-
KJICOMPOTEUIHYI0 yactuily auamerpoMm 10-20 um, xoTopas COCTOMT u3
IBYX CyObemMHMII W OOJajaromas KaTaIUTHYECKOW (yHKumeh, OTBeT-
CTBEHHOM 3a 00pa3oBaHUE MENTHUAHBIX CBS3EH, T. €. 3a MOJUMEpHU3AIUIO
AMUHOKHUCJIOTHBIX OCTAaTKOB B MOJIMIENTUIHYIO LIeNb Oenka. 1Ipu CBA3bI-
Banuu P. ¢ mndpopmanmnonnoit PHK HaumnHaercs: CHHTE3.A10JUNETTH/IOB.
Manas cyObearHMIIA COAEPKUT eauHcTBeHHyo nems, pPHK (16S — y mpo-
KapuoT, xJoporuractoB u pactennit, 18S pPHK —wy " xuBOTHBIX), CBs3aH-
HYyI0 ¢ pubocoMHbIMU Oenkamu (S -0enkn), KoTopas cBszsiBacTcsi ¢ ”PHK.
Bosbinas cyobenMHALIA SBISCTCS KOMITIEKCOM, Ooboi e pPHK (23S
pPHK — y mpokapuot, 25S — y pacTeHu#t ¥ MUTOXOHIpHH, 28S — y )KUBOT-
HBIX) U 0JiHOM min 1BYX Maibix pPHK (55~ y npokapuot, 5S u 5,85 y ay-
KapuoT), a TaKKe PUOOCOMHBIX L-0ek0B. DTOT KOMIUIEKC UMEET IEHTPHI
ISl pUCOeAUHEHUs 2—3 MoJieKyn TpaHcnoptHoi PHK.

PHK-3aTpaBka — oJUropnOOHYKJICOTHI, CHHTE3UPYEMBIH C y4aCTHU-
em PHK-nonmumepassbi (cm) unm JIHK-nipaiimassl (cm): ¢ 5'-konnia PHK-3. ¢
yuactuem JJHK-nomumepassl [II nHMIIMUpPYETCS CUHTE3 HOBOW MOJEKYJIBI
JHK (mmu ¢parmenta Okazaku), nocne yero PHK-3. otmennsercs, oOpa-
3yromascs Operus oaHoBpeMeHHo 3actpauBaercsa JIHK-nmonumepaszoit 1, a
OJHOLETIOUEUHBIE pa3pbiBbl penapupyrorcs [JHK-nurazon.

PHK-nmoaiumepasza, PHK-cunTeTaza — dhepMeHT, OCYyIIECTBISIIOIINN
MatpuuHbih, cuaTe3 PHK 13 pubonykneozuarpudocdaroB; B 3aBUCUMOCTH
ot ucmosibzyeMor wmarpunpl — JHK wmm PHK — pazmuuaror JJHK-
3apucumyro 1 PHK-3aBucumyro PHK-II.; y mpokapuor mmeercs 2 tuna
PHK-II.: onna u3 Hux cunresupyetr PHK-3aTpaBku myist pparmento Oka-
3aKu, a apyras — Bce octanbhbie TR PHK; y sykapuot — 3 tTuna PHK-I1.:
PHK-ILI ocymectBiser cunte3 pPHK, PHK-ILII cunresupyer MPHK, a
PHK-ILII — TPHK, 5S-PHK u ap. ne6onsmme PHK; akruBrnocts PHK-II.
MOJKET IMOJHOCTHIO TOJABIATHCS HEKOTOPHIMA aHTUOMOTHKAMU — HAIpH-
Mep, pudaMUIIMHOM U akTUHOMHUITMHOM D (Gaktepuansnas PHK-m.), anb-
¢da-amanutuaoM (PHK-ILII mpokapuor).

Po-3aBucHMBIII TepMHMHATOP — TepMHUHATOP (ITOCIEI0BATEIHLHOCTh
HYKJICOTU/IOB, 0OECIeUnBarolias TePMUHAIIUIO TPAHCKPUIIIIUH), I HOP-



MajbHOTO (YHKIMOHUPOBAHUS KOTOPOrOo HEOOXOAMMO MPHUCYTCTBHE PO-
dakTopa.

Po-He3aBUCUMBIH TEPMUHATOP — TEPMHUHATOP, QYHKIIMOHUPYIOITUI
B OTCYTCTBHE pO-(haKTopa; XapakTEepHOM OCOOEHHOCTHIO CTPYKTYpHI P.-
H.T. aBnsercsa nanuuue ['I[-OoraTtoro yyactka ¢ HEHTpPaIbHON CUMMETPU-
€, MPEIIIEeCTBYIOMIEr0 KiIacTepy M3 4—8 aJCHUIOBBIX HYKJICOTHUJIOB B
3HayaIleu 1erm.

Po-dpakrop, ¢pakTop TepmuHamum — Oenok E.coli, HEoOXoaumbIi
IUIsl OCYLIECTBJIEHUSI TEPMHUHAIMUA TPAHCKPUIILUA HA PO-3aBUCHUMBIX TEP=
MuHaTopX; P.-®. B akTUBHOU (hopMe — TeTpaMep C MOJICKYJISIPHON MaccoOu
55 k/I; in vitro P.-®. B kaTanuTH4YeCKUX KOJIMYECTBaX (PyHKIIMOHUPYET, Ka-
yecTBe (pakTopa TepMHHAIMHU, a Takxke obnamaer PHK-3aBucumoinr AT-
®daznoil (I'Tda3HOl) aKTUBHOCTHIO, HEOOXOIUMOM MJiA €ro-YHKIMOHHU-
pOBaHUsI.

Ras-0eqakun — memOpaHocBsizaHHble (G-O€NIKM, Y4aeTBYIOIIUE B Mepe-
nadye cur"ana. OHM OCYIIECTBISIIOT OJIMH W3 MEPBBIX-ATANOB IEpeaadut
CUTHaJa W3BHE KJIETKU W, KaK MPABUIO, PETYIUPYIOTPA3MHOXKEHHUE KIIe-
ToK. HekoTopsie MyTaluu MOTYT MPUBOAMUTE “K/TIOCTOSTHHOW aKTUBAIIUU
Ras, yTo Hapymaer peryisiiuio aejieHus kfierok. OmumOku B perysisiiuu
Ras MoryT npuBecTH K pOoCTy OIyXOJId U METACTA3UPOBAHUIO

C

Caiinnencep (anra. silencer) — nocnenosarensHocTh JJHK, ¢ xoTo-
poil cBsa3bIBatOTCS Oenku-penpeccopsl (Pakropsl TpaHcKpuniuu). CBs3bl-
BaHUE OEJIKOB-PENPECCOPOB'C cAMIEHCEpaMU MPUBOAUT K MOHMKEHUIO WU
K mosHoMy mnojaBineHuio cunre3a PHK ¢epmentom JIHK-3aBucumoii
PHK-nmonmumepa3zoii. CaidsicHCEpbl MOTYT HaXOIAUTHCS HAa PACCTOSIHUM 10
2500 nap HyKICOPHIOB OT TPOMOTOPA.

Caiit kaonupoBanns — Mecto (caiit) pacmervienuss JJHK omnpene-
JIEHHOW PECTPUKTA30M B BEKTOPE KIOHUPOBAHUsA, KOTOPOE JIOKAIM30BAHO B
npeaenax-0aHOTO U3 FT€HOB YCTOMYMBOCTU. JTO MO3BOJIAET OOHAPYKUBAThH
VHCEPHMPOBaHHYIO uykepoaHyro JJHK no ncue3sHoBeHuo yCTOMUYUBOCTH K
aHTMOUOTHKY HA CEJIEKTUBHOM CpeJie B MPOLECCE KIIOHUPOBAHUS (CM.).

CaiiT pecTpUKIIMH — TOCJIEIOBATEIBLHOCTh AP OCHOBAaHUW B MOJIE-
Kyne JIHK, B mecte pacnosioKeHHs: KOTOPOW ONpENEIICHHAsT PECTPUKIIU-
OHHAas HyKJIea3a pa3pe3aeT (paciieriseT) ee.

Caiit y3naBanusi — cnenuduueckas nocieaoBarenbHocTh JTHK, ¢
KOTOPOW CBSI3BIBAIOTCS PECTPUKIIMOHHBIC YHAOHYKII€a3bl, 4 TAK)KE HAUMHA-
ercs pacuiemienne Mosekyibsl JIHK nanueiM gpepmentom. st kaxaoi pe-
CTPHUKTa3bl MMEETCS COOCTBEHHAs CHenu(puYecKasl IMOCIeI0BaTeIbHOCTD
y3HaBaHus. O0buHO C. y. MpeIcTaBiIeH KOPOTKUM MaTUHIPOMOM (CM.).



COs-caiiThl (COS-SiteS) — OJHOHUTYATHIC, KOMIZICMCHTAPHBIC YJ4acT-
ku Ha oooux koHnax /IHK ¢ara nambna (cMm. JIunkue KOHIIbI), COCTOSIIINE
u3 12 nykneorunoB. O6ecneunBaior pary oOpaszoBaHuE KOIBIEBBIX CTPYK-
Typ NYTEM COEOUHEHHS] KOMIUIEMEHTAPHBIX KOHIIOB M ynakoBky JIHK B
¢aroBsie gactuiibl. COS- C. UCMOIB3YIOTCS JJII KOHCTPYHUPOBAHUS KOCMH/T
(cm.).

CamocrosiTe/IbHASI pelJIMKAIUS — CIOCOOHOCThH psAJia BHEXPOMO-
COMHBIX T€HETUYECKHUX PJIEMEHTOB (T1a3MK/1) K aBTOHOMHOM pETUIMKALINHI,

CarensmmtHas JIHK — usbpitounas renomuas JIHK, kak mpasmio,
pEe3K0 OTIMYaroIIascs cMmelleHneM cootHouenus A+T/I'+1 (B~eTopony
A+T- wierkas» catlHK; B cropony '+ — «rsixenas» catAHK) ot np.
yuactkoB JIHK, conepkamascs B 3HauntensuoM (105 u 6ofice) aucie no-
BTOPOB U, COOTBETCTBEHHO, PEHATYpPHUPYIOIAas HAMHOro ‘ObICTpee YHWU-
KaJIbHBIX nociienoBarenbHocTed (cMm.); C.JJHK moxeT ObiTh BbIJETIECHA IPU
HEeHTPU(YTUPOBAHUN B TPAMEHTE IUIOTHOCTH XJIOPW/Ia 11€3Usl B BUJIE JO-
0aBOYHOM, CIyTHUKOBOHW (CaTEJJIMTHOM) MO OTHOIMMEHUI0 K OCHOBHBIM
dpakmusam; kak npasmio, C.JIHK nokanmzoBaHa B IIEHTpOMEpax M Peke —
TeJIoMepax XpOMOCOM U BXOJUT B COCTAB I'eTE€POXPOMATHHA.

Cay3epn-0J0T ananu3 — ananu3 Mojekyn JIHK u ux dparmenTon
IIPY TTIOMOIIM MeTojia 010T-Tudpuau3aiyuy mo CaysepHy.

Cay3epH-0J10T ruOpuAN3ANUA~ METO]I, MTO3BOJISIONIUN UACHTU(U-
IIUPOBATh KOHKPETHBIC T€HBI U Ipyrue pecTpukiuuonubie pparmentsl JJHK
nociie ux 3JekTpodopernyeckoro pazaenenus. CyTh MeToa 3aKI0YaeTcs
B TOM, uT0o cHavaina (parmestsl JJHK, pa3nenennsie B arapo3HoMm rele,
JNEHATYPUPYIOTCS /10 QQHOUEIIOYEYHBIX MOJIEKYJI, & 3aTEM BECh 3JIEKTPO-
dopernueckuii cnexktp JIHK ormeuarsiBaercs (blotting) 3a cuer kammi-
JSIPHBIX CUJI Ha. MPUJIOKEHHOM K Telll0 HUTPOLEIUTIOIO3HONW MeMOpaHe
(TuIeHKe), mocaeero (UKCUpyeTcs MpU MOMOIIU BBICOKOW TeMITepaTyphl.
Jlanee MmemOpaHa momeniaeTcsi B THOpuau3amoHHbIi Oydep, coaepxraniui
CIIelMaJIbHBIN pagnoakTuBHO MedeHHbIM JIHKOBBIM 30HH — KOpPOTKYIO
cnenupuieckyro nocienoparenbHocth JJHK. 3ona cnocoben rubpuan3zo-
BaIbCH /C OMNpeeIeHHbIM KoMIuieMeHTapHbIM (parmernTom JIHK u cBs-
’KETCSI TOJBKO C OJHOM WJIM HECKOJIbKUMHU KOHKPETHBIMU (PpakuusiMu U3
BCErO 3JIEKTPOPOPETHUUECKOTO CIEKTpa TMOJYYEHHBIX PECTPUKIIMOHHBIX
¢parmenToB JIHK. Ha nocieanem stane Kk HUTPOIEIUTION03HOM MeMOpaHe,
cojepikallel Bech cHekTp mnoiaydeHHbiX (parmentoB JIHK, Bkimrouas
dbpakuuu rUOPUAN30BABIINECS C PAAUOAKTHBHO MEYEHBIM 30HIOM, MpPH-
KJIQJIbIBAIOT PEHTTCHOBCKYIO IUIeHKY. Ha menke (aBTopamuorpamme) mo-
CJI€ DKCIO3WIMU BBISBIAIOTCS 3aCBEUYCHHBIE MECTa, COOTBETCTBYIOLIWE
pacnonioxenuto meuensix ¢pakuuii JJHK. Meroxa paspadoran O. Cayzep-
HoM U P. JleriBucom B 1975 1.



Cerammecs ¢ppakuun JHK — nsynutuarsie ppaxiuu JJHK B ara-
PO3HOM WJIM MOJIMAKPUIAMUJIHOM Tefie, OKpPAIlICHHbIE KPacUTENIeM STUAUIN
OpoMHUIIOM, B KOMILJIEKCE C KOTOPHIM MPUOOPETAIOT MATMHOBYIO OKPACKY
pu YD OCBEILICHUM.

CexBennpoBanue JTHK (DNA sequencing) — mMeTon omnpeaeiacHus
nociegoBaTeabHocTH ocHOBaHUM B Mousekyine JJHK. CymectByer Hec-
KOJIbKO METOJIOB CEKBEHUPOBAHUSI: aBTOMATHYECKOE, XMUMHUYECKOE, Tpsi-
Moe, cekBeHrpoBaHue 1o Makcamy-I'unodepry, Canrepy u Jp.

CexBenupoBanue JTHK no Makcamy-I'midepry, Xummueckui Me-
Ton (Maxam-Gilbert sequencing or chemical s.) — oxaun u3 Hauboee
pPacClpOCTPAHEHHBIX METOJOB OMNPEAENICHHUs] MEPBUYHOM MOCIEAOBATEIb-
HocTH HyKJIeoTuaoB B Mojekyne JJHK B XX Beke. Buauane JIHK pexercs
Ha ¢parmeHThl pazmepoM 0,6—2,0 kO, KOHIIBI (PparMeHTOB METATCS pajiuo-
AKTUBHOM WJIM HEPANUOAKTUBHOM METKOMW U IUIABATCS IS MOJLYYEHUS OJI-
HOHUTYATBIX MOJEKYJ. PagnoakTHBHOE MEUEHUE MOXKET OCYILIECTBIATHCS
u30TOMaMH cepsl >°S mmn docdopa P, HepaaHOAKTHBHOE MEUCHHE — C
MOMOIIbI0 OMOTHHOBOM win (ayopecieHTHON MeTKHU. [locne Meuenus o0-
pazen JIHK paznensiercss Ha 4 yacTu, KaXayro, U3/KOTOPBIX 00pabaThIBalOT
peareHToM, Creru@UUecKd pa3pylarIUM OAHO U3 YEThIPEX OCHOBAHUM
JIHK. YcnoBus peakiuu moaOMparOT TakuM ‘00pa3oM, 4TOOBI Ha KaXKIYIO
motiekyity JIHK nipuxoaunnock e HECKOIIBKO NoBpexacHni. Korma atu
MOBPEXKAEHHBIC MOJIEKYJIbI oOpabateiBatioT munepuauaoM, B JIHK oOpa-
3yeTcsl pa3pbiB B TOM MECTE, TIe HAXOAWIOCh Pa3pylIEHHOE OCHOBaHUE. B
pe3yabTaTe MojydaeTcs Ha0op S'=MeueHbIX (PparMeHTOB, JJIMHBI KOTOPBIX
ONPEACIISIIOTCS PACCTOSIHUEM OT Pa3pyLIEHHOIO OCHOBaHMS JI0 KOHIIA MO-
neKyibl. @parMeHThl, NEJYHEHHBIE B pe3yabpTare 4 TUMNOB PEaKLUU, MOJI-
BepraroTcs 1eKkTpodopesy (CM.) B MOJUAKPUIAMUIHOM Tejle, U 3aTeEM IO-
JIOCBI BBISIBJISIFOTCSL.COQOTBETCTBYIOIIMM METOJOM B 3aBUCUMOCTH OT CHOCO-
0a meuenus. Ha 'ocHoBe pe3ynbTaTtoB 3ekTpodope3a onpeaeistoTces: HyK-
JICOTUIbI M BX IIOCIIEA0BaTEIbHOCTD B HcxoaHou JJHK.

CexpénupoBanue JIHK mo Cinrepy, ¢pepmMeHTATHBHBIA MeETOX
(Senger.sequencing or enzymatic method s.) — TexHuKa CEKBEHHPOBAHUS
(cm.) ‘onmHonutuaror JIHK. B ocHOBe mMeToma — mpuCOeAMHEHHE K OJIHO-
HAtyaror JIHK-maTpuubl cexkBeHupyomero mpaiimepa (CHHTETHUYECKUX
OfIUrOHYKJICOTHI0B). PeakiimonHas cmech nepeHocuTcs B 4 mpoOUpKH, Ky-
na moOaBistoTes Bce 4 Me30KcuHyKiIeo3uaTpudocdara, OIUH U3 KOTOPHIX
MedeH 1o >°P. Kaxast mpoGHpKa COTEPKHUT TAKKE PA3INIHBIC INIC30KCH-
nykieosuaTpudocharel (IIATD, aallTO, ol T u anTTD). ns cunTe-
3a KOMIUIEMEHTAPHOW IENMU K OJIHOHUTYATOW MOCJIEI0BATENbHOCTH MaTPH-
1161 B IpoOupku nodasinsercs pepment JIHK-nmonmumepasa (cm.). B pe3yinb-
TaTe MPOUCXOJIUT yIJIMHEHUE MpaiiMepa B COOTBETCTBUM ¢ MATPUYHOM MO-



cienoBaTeNbHOCThIO. Korja B pacTymnyto enb BMECTO COOTBETCTBYIOIIETO
THT® B marpune Bxirouyaercs naHTO, nens npepeiBaercsa. B urore kax-
7asi peakIMOHHAsl CMECh MOJTYYUT Ha0Op pagnoaKTUBHO MEUECHHBIX (par-
meHToB JIHK ¢ obmum 5'-koH1iom (mpaitmMep), HO ¢ pa3HbIMH 3'-KOHIIAMH.
ITocne okonuanus peakumu JIHK nenarypupyercs, 3arem moasepraercs
anekTpodope3y B MOJUAKPUIAMHUIAHOM Tejie U C MOMOIIBIO PagruoaBTOr-
paduu BBISBISIOTCS paguoakTUBHBIE MOJIOCHL. [locienoBaTenbHOCTh HYK-
neotusioB B ucxoanou JIHK-marpune mnpouuTeiBaThCS NPSMO C PaguoaB-
TOTPaMMBI.

Cexpennsi — TpaHCIIOPTUPOBKA MOJIEKYJIbl U3 KIETKU Yepe3 KIEeTOU-
HYI0 MEMOpaHy.

CesleKTHBHAsI cpeia - CPEIOBBIC YCIOBUS B KyJbType! N Vitro, obec-
NEYUBAIOIINE OTOOP KIIETOK C KeNaTeIbHbIMU MPU3HAKAMY.

Cenexuusi [nar. selectio —BeiOop, or6op; Seligere.~ BvIOpaTh, U3-
OpaTb| — UCKYCCTBEHHBI OTOOpP C LIENbIO YIYUIIEHUS MOPOJ KUBOTHBIX
WM COPTOB PACTEHUI, B TOM YUCJIE YCTOMYMBBIX MPOTUB 3a00JIEBAHUM.

o-pakTop — cyOwenuuuia npokapuorudeckoir PHK-mommumepassr,
OTBEUAIOIIasl 3a MHUILMAIIMIO TPAHCKPUMIAK, C\OTIPEICIICHHBIX UHUIIUUPY-
FOIIUX ITOCJIEIOBATEILHOCTEH.

CurHaJbHbIN menTux — y4actoK \n3 15-30 aMMHOKHUCIIOTHBIX OCTaT-
KOB Ha N-KOHIIe OeyiKa, KOTOPBIY, Kak MOJaraiT, y4acTBYeT B CEKpeLUu
(MpOXOXKIEHNN Yepe3 KIETOUHYI0 ‘MeMOpaHny) Oenka. [locie BeiaeneHus
Oenka U3 KJIETKU CUTHAJIbHBIN TTGNTU]T yAATISETCS.

Cuksenc IHK — cw! Cexgenuposanue /IHK.

CxpunuHr (aHri, Screening - or0bop, COpTUPOBKA) — TIOWCK B TCHHOMH
OuOIMOTEKE KIOHOB KOHKPETHON KOJIOHHUH, COJEp Kalled HYXKHbIU ¢par-
MeHT uyxepoaHoinJIHK.

Causinne M30J1MPOBAHHBIX MPOTOMJIACTOB — (GOPMHUPOBAHKE OJTHOM
KJIETKH U3 JIBYX U 0ojice 00beIMHEHUEM MX MTOBEPXHOCTHBIX MEMOpPaH.

Coznanme pekomOnHanTHbIX JHK — KOHCTpyHpoBaHHE HOBBIX TO-
cienoBarenpHocTel JIHK, oOpa3oBaHHBIX IN VILrO myTeM CIIMBaHHS IBYX
und 60mnee HeromosoruyHbix modekyn JHK. IlepBas pexoMOuHaHTHas
JIHK 6p1a co3nana (ckoHctpyupoBana) B 1972 r. I1. beprom u Bkirovana
B'ceOs pparmenThl dara A, E. coli u Bupyca o6e3nsu SV40 (cM. TlepBas pe-
koMOuHaHTHas (rubpuaHas) mojiekyna JJHK).

SOS-oTBeT — cuHTE3 MOJHOrO0 Habopa OCIKOB, 0OCCIICUYNBAIOIINX Pe-
naparuio, peKOMOMHAIINIO U PETUIMKALIUIO Y OAKTEpHi, MOJTYYUBIIUX CEPb-
¢3uble noBpexaenus JJHK (manpumep, B pe3ynbrare o0nyuenuss YO cBe-
TOM).

ComaTtoTponuH (ropMoH pocra uenoBeka ['PU) (growth hormone,
GH, somatotropin) — ropMoH cekpeTupyeTcs MepeaHel JToyel rumnodusa.



Bnepsbie on ObuT BeIACIECH U ounllieH B 1963 r. Ero HegocTtaTok mpuBoauT
K 3a00sieBaHUI0 — KapaukoBocTH (1 ciyqait Ha 5000 uenoBek).

Cueiicep — HeTpanckpuOupyemsbiii yaactok Mosekynsl JTHK, paszmge-
JSIOIIUNA TTOBTOPSIIOIIUECS] TPAHCKPUOUPYEMbIE 3JIEMEHThl T€HHOro Kia-
crepa; 00biuHO C. BBHICOKOM3MEHUYMBHI KaK IO pa3Mmepam (B KiacTepax re-
HoB pPHK), Tak u 1Mo HYKJICOTHIHOMY COCTaBY B OTJIMYHE OT KOHCEpPBa-
TUBHBIX TPAHCKPUOMPYEMBIX Y4acTKOB (TeHoB); Takxke C. — mro0oil He-
Tpanckpubupyembiii  yuactok JHK, paznensitoniuii akTUBHBIE T'€HBI
(o0braHO ero pazmep 5—10 HykIeoTUAHBIX map); uHoraa C. MOXKET TpaHC-
KpUOUPOBATHCH.

Cmnaiicunr — ¢opMma npoueccuHra npeanecTBeHHNKoB MPHK. Y., sy-
kapuoT, B pe3yaprare C. MNpPOUCXOAUT YAAICHUE U3 MONCKYIIbI-
MPEIIECTBEHHUKA TMOCJIEI0BATEIbHOCTE MHTPOHOB M KOBalNCHTHOE CO-
eAMHEHUE TIOCJIeI0BATEILHOCTEN IK30HOB C 00Opa30BaHUEM 3PEJIbIX MOJIE-
kys1 MPHK.

Cnnaiicoma — puOOHYKJICONPOTEUHOBAsI CTPYKTYpPa, acCCOIUUPOBAH-
Hasl C AJIEPHBIM CKEJIETOM, CIIOCOOHas aBTOHOMHO, (KaKk in vitro, Tak U in
vivo) o0ecreunBarh npouecc crjaicuira npeamectsenurnkoB MPHK.

CToOn-K0/10H, HOHCEHC-K., TEPMUHATOP ~ . TPUHYKIICOTHI B HHPOP-
ManronHot PHK, curnanmmsupyromuii 00 OKOHYaHUM CHHTE3a MOJIUAIET-
THJIa U1 OCBOOOXKJIECHNUU TTOJTHOM MOJUICHTUIHON 1IEMH OT PUOOCOMBI (CM.).
CymectByetr Tpu paznuunbix tuna| C=k.: YA (ambep), YI'A (onan) u
YAA (oxpa). Hu onuH 13 HUX He'cOOTBETCTBYET aHTHKOA0HY TPHK.

Sma | — oaHa u3 PECTPUKHUUOHHBIX IHAOHYKIIEA3, UIU PECTPUKTA3
(cM.), kotopas B asyxuenouednor JIHK y3HaeT mocnenoBaTeabHOCTh U3
mectu HykiaeoTunoB LIHMITT u paspesaer ee mexny I u I', oOpasys
POBHBIE (TyIbI€) KOHUBE (CM.).

T

Tag-moammepa3sa, Tag-JIHK-mosmmepasa (Tag polymerase or Tag
DNA p) .~ “depmenT u3 tepmodmibHON dybakTepun Thermus aquaticus,
OCYILIEETBISIOIINN MOTUMEPU3ALUI0 JE30KCUHYKIEOTHA0B. DEPMEHT HC-
KIIIOUUTEIBHO TepMocTadbmieH (ontumyM Temnepatrypsl 70-75 °C) u obec-
HCYMBACT BBHIOOPOUYHYIO aMIUIU(UKAIKIO (CM.) JIO00M KIOHHUPOBAHHOM
JAHK no 10 MaH. pa3 ¢ BBICOKOW TOYHOCTBbIO METOJIOM T. H. IOJIMMEPA3HOU
nenHout peakiuu (cMm. I1IP). MoxkeTt ucnonb30BaThes A1 MeueHus (par-
MeHToB JIHK ¢ momortipio pagnoakTUBHBIX HYKJICOTHIOB, a TAKKE OMOTH-
Ha WJIM JUTOKCUTCHUHA.

Thermus aquaticus — tepmodwibHas 3y0aKTepusi, OOUTaIoas B ro-
psunx uctouHukax. M3 Hee ObUT BoIeNeH hepMeHT Tag-monumepasa, Ko-
TOPBIM OTJIMYACTCS YCTOWYUBOCTHIO K BBICOKOUM TEMIIEpaType M CIIOCOOEH



paboTtath ¢ 60JBIION CKOpOCThIO Tipu Temmeparype 70°C B xoje TpeThei
craguu uukna [1P.

Ta6aumna (cjoBapb) reHeTHYECKHX KOJI0B, CJIOBAph KOAOHOB (ge-
netic code table (dictionary)) — Tabmnwuila, BKIrOYaOIas TeHETHYECKUE
3HAQYEHUs OT/CJIbHBIX KOJOHOB (CM.), WJM TPHUILIETOB (CM.), COOTBET-
CTBEHHO MpoaykTaM ux ¢yHKunoHupoBanus. Comaepxutr 64 KoJoHA, U3
KOTOPBIX 61 CMBICIIOBOM T.€. KaXK/bIi U3 HUX KOJUPYET KOHKPETHYIO aMU-
HOKHUCJIOTY U 3 CTOI-KOJI0HA (CM.), WJIIM HOHCEHC-KOJIOHA, KOTOPbIE CUT'Ha-
JIU3UPYIOT 00 OKOHYAHWUW CHHTE3a MOJUIENTUIA U OCBOOOXKICHUH TIQNH-
MENTUIHON 1IeTH OT pUOOCOMBI (CM.).

Tauaemubrii moBTop (tandem repeat) — opranuzanus aBYX MU 00-
JIE€ PACHOJIOKEHHBIX PSAIOM OJWHAKOBBIX MOCIEA0BATEIbHOCTEN B MpEIe-
nax nByHut4daTon Monekyisl JJHK. Bo3moxxHBI 1Ba THUN@ X OPUEHTALIMH —
npsiMble TOBTOPHI (rosioBa K XBoCTy S' — [[I'AATL] I'TTATHI I'TTATHIT”
ALITT - 3') unu HempsiMble MOBTOPHI (TojoBa K<TonoBe S' - [JITAATL]
UTTATUI T'HTATTI AUI'T - 3"). T. n. B 06JaCTH KOAUPYIOUTUX T€HOB
MOTYT BECTH K TaHAEMHO MOBTOPSIOIINMCS aMUHOKUCIOTHBIM MOCJIE/I0BA-
TEJIBbHOCTSIM.

TemHoBasi (TeMHOBasi IKCUM3UOHHAN, IKCUM3UOHHASA) penapauus
— oJiHa u3 (HOopM MpeperUMKaTUBHOM penapaiiy, He HyKarmascs (B 0T-
au4due oT (POTOPEAKTUBALIMK) B DHEPTUY BUJIUMOTO CBETA, OCYIIECTBISETCS
10 MEXaHU3MYy «BbIpe3ail-u-natai»; T.P. Xxopoio n3yyena y 6akrepuii, HO
U3BECTHA Takxke y ¢aros cfByxuenoueunor JIHK u y sykapuor; B 4acT-
HocTH, Y E.coli Hykneasdbl uvrA u uvrB pacnosnaror yuyactkun JIHK c
HapyIIEHHON CTPYKEYPOH, oOecrieunBas 3aTreM HadalbHbIN dTam T.P. (BbI-
pe3aHue MOBPEXKIESHHOI0 yyacTka); BriepBbie T.P. Obuta onmcana y GakTe-
puii P. Cetnoy n-¥. Kapeepom B 1964.

Tesomepa < KOHIIEBO y4aCTOK XPOMOCOMBI, MHOTAa OOraThiii rere-
POXPOMATUHOM, UTPAIOLINM POJIb B COXPAHEHUH LIEJIOCTHOCTH XPOMOCOMBI
3a CUETyNPEAOTBpaAlllCHUsT ciaunanusi T.; IpU KOHILEBBIX JEICIHUSIX BO3-
MOHO\ CTIOHTAHHOE «3aJIeunBaHue» T. MOPUUAMHU FeTepOXpPOMATHHA, JIO-
KaJN30BaHHBIMU B JIp. y4acTKax reHoMa.

Tenomepasza — depmeHT rpynnbsl TpaHcdepas, KOHTPOJIUPYIOIIHIMA
pasMmep, KOJMYECTBO M HYKJIEOTUIHBIA COCTaB TEJIOMEP XPOMOCOM; BIEp-
Boic T. Obl1a BhIZcNIeHa y uHby3opuu Tetrahymena thermophila, y koro-
POl B MaKpOHYKJIEYCE MOXKET COJIEPKAThCS HECKOJBKO JECATKOB THIC. Te-
aomep, T. mpeacTaBisieT OO0 CIOKHBIN PUOOHYKICONPOTEUHOBBIN KOM-
mwieke (PHK, copepxamas 159 HykieoTHOoB, sIBIs€TCS MaTpuIell A
cunre3za MotuBa TTITTT, mo 100 mOBTOPOB KOTOPOTO COAEPHKHUTCS B KAXK-
JIOM TeJIOMEpE) C MOJIEKYJISIpHOM Maccolt okoJio 500 k/I.

TenomepHasi moc/aeA0BaTENbHOCTh (IOBTOP) — IIOCIENOBATENb-




HOCTh HYKJICOTHJZIOB, crierududnHas s KoHIeBbix ydactkoB JIHK (xpo-
MOCOM), KaK MpaBUJIO, MPEICTABICHHAs MHOTOYMCICHHBIMU IOBTOpPAMHU
OJINTOHYKJICOTUIOB M HEOOXOMMAast JIJIsl 3aBEpPIICHUS PETUIMKAIIMKA KOHIIE-
BBIX IOCJIE/IOBATEIIBHOCTEN XPOMOCOM, a TAKXKE, BEPOSITHO, UTpArOIIas 3a-
IIUTHYIO POJib; B YaCTHOCTH, Y MO3BOHOYHBIX BHICOKOKOHCEPBATUBHOM SIB-
asiercst T.II. (TTAI'TT)n, BeIsiBIeHa B TEIOMEpax BCEX XPOMOCOM Oosiee
yeM y 100 BUIOB M3 OCHOBHBIX KJIACCOB — PbIOBI, aM(puOUU, PENTHINH,
nTUllbl, Miaekonutatomue; Brnepsoie T.II. Oblmu omucansl y uH(y30pun
Tetrahymena pyriformis (mo 30-70 TOBTOpPOB TE€KCaHYKJICOTHA
AAIILIILT) 3. bisoepuom u JIx. Naiom B 1978.

Temneparypa njiaBjeHusi — 0JHA U3 OCHOBHBIX XapaKTEPUCTUK HaH-
Hoit mounekynbsl JJHK (wnu rubpuanoro JHK/PHK-nynnekca) £ Temiepa-
Typa, MPU KOTOPOM mIpoucxoaut auccouuanus 50% IBOMHOM \ClUpaiH,
cnenupuuna ana JIHK manHOrO BHaa opraHuW3MoOB, T.K. 3aBHCHT OT HYK-
JICOTUIHOTO CcOCTaBa M ee o0mux pasmepos; T. m. serpakaer AT/T'L-
COOTHOIICHHUE B MOJIEKYJIC HYKJIEMHOBOM KHUCIOTHI, T.K.*Hapa ['-1] umeer 3
BoJIopoHbIe CBsi3U (A-T — 2) U B3aUMOIEUCTBUE, MEKIY HYKICOTHIAMU
ATOM mapel O0JEe CUIIBbHOE, — COOTBETCTBEHHO.

Ti-mnazmuaa (Ti-plasmid, tumor inducing plasmid) — mnasmuna moy-
BeHHOU OakTepun Agrobacterium tumefagiens, cnienndudeckuii T-yuacTok
KOTOPOW CIOCOOEH BKJIIOYATHCA B KJICTKW, ABYAOJBHBIX PACTEHUN U BHE-
psatbes B ux snepuyro JIHK, uto BemeT x oOpazoBanuio crienuduaecKkux
omyxoJiel (TaJiyioB); 3yeMeHTHI T1-TT, MIUPOKO HCMOIB3YIOTCS B KayeCTBE
BEKTOPOB B T€HHOW MHKEHEPUN PACTEHUN.

Tumun, T [thymine T, mar. thymus - BunoukoBas sxene3a u -in(e) -
cybduke, oOo3HaAYarOMKMK, «TT0OOOHBIN» | — MUPUMHUIUHOBOE OCHOBAHME,
S-meTunypanmi. TUMUH | COIEPKUTCA BO BCEX JKMBBIX KJIETKAaX B COCTaBe
JHK wu tpancnoprasix PHK; cTpykTypHBIH KOMIIOHEHT HEKOTOPBIX KO-
¢depmenToB yrieBogHoro obOmena. B JIHK Tumun. xommiemeHTa-
PEH aJIcHUHY, 00pa3ys ¢ HUM 2 BOJOPOAHBIE CBA3U. CUHTETHUUECKUN aHa-
JIOT THMUHA,~ 5-OpoMypanuil — CUJIbHBIA MyTareH.

Toyxka)Hayana peIMKAIMN — YYaCTOK PEIUIMKOHA (PEIUTULUPYIO-
mierocs yuactka JIHK), B KoTopom mpoMCXOIUT HHUITAALIMS PETUTUKAITUY.

Touka OKOHYAHMS PeIVIMKANUM — YYaCTOK PEIUIULHUPYIOMIErOCs
ydactka JJHK, B kKoTOpoM MpoucxoauT TepMUHAITUS PETLTUKAIUH.

Touka pexkoMOMHAUMU — TOYKA COCIMHEHHS JIBYX PEKOMOWHUPYIO-
mux AByxuenodyeyHbix monekys JJHK.

Tpancaykmus (transduction) — mepenava (IepeHOC) TeHETHUECKOM
uH(OpMaIUU OT OJHOU KJIIETKU (IOHOpPA) K APYroi (PEUUIHEHTY) C TTIOMO-
pI0 BUpyca (b6akrtepuodara), 4To IPUBOIUT K U3MECHEHUIO HACJIC/ICTBEH-
HBIX CBOMCTB KJIeTOK; T. Oblna oTkpbiTa k. Jlenepoeprom u H. Llungepom



B 1952 r. y Salmonella typhimurium u ¢ara P22.

TpanckpuOupyomuiics cneicep — y4acTok Kiactepa puOOCOMHOM
JTHK, paznensironuii rensl AByX BeicokoMoneKysapabix pPPHK; T.C. Beipe-
3aetcs B nporuecce co3peBanus cooctBeHHo pPHK; y HekoTopbix opranus-
MOB (OakTepuu u Jip.) B coctaB T.C. MOXKET BXOJAUTh KOJAUPYIOIIasi mocie-
NOBaTENbHOCTD, IETEpMUHUpYIOoLIas Hu3KoMonekynsipayto pPHK (5,8S).

Tpanckpunuusa — cunre3 mosekyn PHK wa JIHK- mom PHK-
marpuie, ocymectBisiembit JIHK-3aBucumoint nnu PHK-3aBucumoit PHK-
nosimMepaszoi. T. — mepBbIil 3Tan pean3aluu reHeTHIecKor nHpopMaliuu,
3anucanHot B JIHK, ocymectBiasiemblii ¢ yudactuem ¢depmenta \PHK-
nojauMepasa y npokapuor u He meHee 3 tunoB PHK-nmonumepas, tpauc-
KpUOUPYIOIIHUX T€HBI Y DYKAPHUOT.

Tpancno3uuust — nporiece, Npu KOTOPOM TPAHCIIO30H UJIM UHCEPIIU-
OHHAs MOCJIEAOBATEIIBHOCTh BCTPAUBAUBAKOTCS B HOBBIA.CAUT TOW XK€ Ca-
Mou wim apyrou Mosekyisl JJHK. Paznuunsie TpaHeno30He MOTYT mepe-
MEIIAThCA C MOMOIIBI PA3JIMYHBIX MEXAaHU3MOB;=W TOYHBIM MEXAHU3M
TPAHCIO3UIIUK €III€ HE MOJTHOCTHIO M3BECTEH:, TpaHcno3uiusa y OakTepuid
HEe TpeOyeT HATUYUs NPOTSHKEHHBIX YU4aCTKOB FOMOJIOTUM MEXy TPaHCIO-
30HOM U JIHK-muiensto.

Tpancasiuusi — cuHTe3 O€NKa (HMONUITSTITUIHOM 1IeTH) Ha pudocoMax
¢ ucnoyib3oBanuem B kadectBe marpuisl MPHK. T. cocrtout u3 sranos
VHHUIMALNKY, peakunii amuHoauwimpoBanus Mojekyn TPHK, smonranum
(yanvHeHUs) MOJUNENTUAHBIX Tieneid u TepMuHanuu cunresa. [Iponecc T.
Ha4YMHAETCs € TOro, yTo §'-muaupyrommi koneny MPHK cBs3biBaercs ¢ pu-
6ocomoii. 3atreM MPHK nBmxeTcs depe3 pubOCOMY M CIYKUT MaTpHUIleH
JUISl TIOCTPOCHMS MOJIAIENTHAHOM 11enu. JlocTaBKy aMUHOKHUCIIOT Ha pubo-
combl K MecTy cunTe3a Oenka ocymectisitoT TPHK. Kaxnas TPHK npu-
COCJIMHSETCS _CBOUM aHTHUKOJIOHOM K COOTBETCTBYHOHIEMY KonoHy MPHK,
onpeaessist HOCeI0BaTENbHOCTh AMUHOKHUCIIOT B TMOJUIENTHIHOW LETIH.
CunTe3 JONMMMNENTUAHOMN e HaYnHaeTcsl ¢ aMruHOKOHIIa (N-KoHelr) u 3a-
KaHYWBAETCS KapOOKCUIbHBIM KOHIIOM (C-koHen). M3MeHeHne ckopocTu
tpancasaiu MPHK perynupyer skcnpeccuro reHos.

Tpancno3aza — QepMeHT, ydacTBYIOIIMM B HayaJbHBIX J3Tamax
TPAHCIO3UILIUA HEKOTOPBIX MOOMJIBHBIX T€HETHYECKUX AnemMeHToB (MID),
Haripumep, OaktepuanbHoro Tn3 wumum Ac B cUCTEME AaKTUBAIlUU-
mucconanuu; reH T., kak u GepMeHT pe30JibBa3a, BXOIUT B COCTaB CaMo-
ro MI'O.

Tpancno3oH, TpaHcno3abebHBINH YJIeMeHT, MOOMIbHBII 3. (trans-
poson, Tn or transposable element or mobile e.) — yaactox IHK, crioco6-
HBIM M3MEHATH CBOE MOJIOKEHHME B mpenenax reHoma. T. QuaHkupyroTcs
KOPOTKHUMHU UHBEPTUPOBAHHBIMU MOBTOPAMU M KOJIUPYIOT (PEPMEHTHI, KO-



TOpbIe 00ECIIEUNBAIOT BhIpE3aHUE, NIEPEHOC U BCTaBKY B HOBOe mecTo. T.
MOTYT OBITh UCIIOJB30BAHbI I KOHCTPYUPOBAHUSI BEKTOPOB KJIOHUPOBA-
HUS, [JI1 TPAHCHO30HHOIO MYTareHe3a W TPAHCIO30HHOTrO MeueHus. N3-
BECHO OoJbllioe KoaudecTBO pasznuyHbix T (P-snemeHT npo3oduiisl,
TPaHCMO03a0eIbHBIE AJIEMEHTHI KYKYPY3bI U JIp.)

Tpancno3unmsi: [Ipouecc, mpu KOTOPOM TPAHCHO30H WIIM WHCEPIIU-
OHHAas TOCJIEI0BATEILHOCTh BCTPAUBAUBAIOTCS B HOBBIA CaWT TOM ke ca-
Mo win apyrou moJiekyisl JIHK. Paznuunbie TpaHCO30HBI MOTYT Tiepe-
MEIIAThCSI C TOMOIIBI0 PA3JIMYHBIX MEXaHM3MOB, U TOYHBIA MEXaHU3M
TPAHCIIO3UIIUM €IIe HE MOJTHOCThIO M3BECTEH. TpaHCNo3ulus y OakTepuid
HEe TpeOyeT HaTu4us MPOTHKEHHBIX YIACTKOB TOMOJIOTHH MEXIY TPaHCITO-
30HOM U JIHK-MuIieHsto.

Tpancnopthas PHK (T-PHK) — nuskomonexymnsipuas ‘PHK (co-
nepxut 75-90 HyKII€OTHIOB), 0OECIIeurBaIOMas MePEHOC aMEHOKHUCIIOT K
pubocomam (cMm.) s BkimrodeHus: ux B 0enku. T-PHK umeror cnenuduye-
CKYIO BTOPUYHYIO CTPYKTYPY B BUJIE “NIMCTa KJeBepa’,"aHTUKOJOH pacmo-
JI0’)KEH B aHTUKOJOHOBOM TETJE, a HA 5'-KOHIIE BCErIa HAXOAUTCS TyaHUH
(G). AMUHOKHUCIIOTHI TPHUCOCAMHSIOTCA K 3'-KQHIIY IOCIICI0BATCIBHOCTH
CCA B TPHK B pe3ynbrare peakiuu aMuHOAUMIUpoBaHus. Mojaens “nu-
cta kieBepa” st BTopuuHoil cTpykTypbl. TPHK npennoxena P. Xommu ¢
cotp. B 1965 r.

TpaHc-cruialicHMHT — TIpoliecc CoeAUHEHUST B oqHOM MoJekyne MPHK
MOCJIEIOBATEILHOCTEN IK30HOB pa3HbiX TeHoB; T.-C. BlepBbIe OOHAPYKEH
in Vitro ¥ 3aKII0YaeTcss B COEAMHECHUM KOMIUJIEMEHTapHBIX y4aCTKOB WMH-
TPOHHBIX oOnacreit 2 npoiieccupyeMbix Mosiekyn PHK B X-o6pa3nyto ¢u-
Iypy C MOCIEIYIOINM CINIaNCUHIOM Iap 3K30HOB OT Pa3HbIX MCXOIHBIX
Mosekys; T.-C., BepoaTHO, UMEET MECTO MPHU «IIEPEMEIINBAHUIY IK30HOB,
a Takke nmpu 00pazoBaHMU HEKOTOPHIX 3penibix MPHK y Tpunanozom.

Tpancdepasbl — knacc pepmeHToB (B Kiaccupuxanuu GepMeHTOB
nepBas nudpa = 2), KaTaIU3UPYIONIMX 0OpaTUMBbIE MPOIECCHl MepeHoca
PA3TMYHBIX\[PYIIT aTOMOB (HapuMep, aMUHHBIC, allUIbHEIE, (ochaTHBIE U
1p.) OL-OJMHUX MOJEKYN K APYTUM; pa3ielieHHe Ha MOJKIIaCChl — B 3aBUCH-
MOCTH OT CTPYKTYPbI IEPEHOCUMOM TPYIIIbL, U3BECTHO 0KOJ0 450 T.

Tpanchopmanus — 1. Ilepenoc renernueckoit napopmanuu B O6ax-
PEPUAIIBHBIE KIIETKU TIpU romouu uzoaupoBanHoun IHK ¢ yuactuem mim
0€3 yudactus mia3mMuj (cM.), HO Bcerga 0e3 ydactust BupycoB. 2. Hampas-
JeHHas MoAu(UKaIMs TeHOMAa KJIETKH C MOMOIIBI0 OYUINEHHON WA pe-
koMmOuHanTHOM JIHK w3 kieTku aAp. reHoTura, KOTopas HHTErpUpYeET
(BkITIOUaAeTCs) B TeHOM MoaubuinmupyemMont kietku. 3. M3menenune mopdo-
JIOTHH KJIETKHU WJIU JIp. €€ XapaKTEPUCTHUK (HAMp., HEOIUIACTUYECKOTO POCTa
U JIp.), IPOUCXOJISIIIEE MOCTE UHTETPAIlUU HYKICMHOBON KHUCIOTHI OT OH-



KOT€HHBIX BUPYCOB B KJIETOUHBIN T€HOM, MOCJIE€ BO3JACUCTBUS XUMUYECKU-
MU KaHIIEpOT€HaMHu WM CHOHTaHHO (oHKoreHHas T.). 4. M3meHeHue
HACJICJICTBEHHBIX CBOMCTB KJIETKM B PE3YyJIbTaT€ NMPOHUKHOBEHUS B HEE
gyxkepoauor [IHK. BnepBrie ooHapykeHa B 1928 1. y MHEBMOKOKKOB .
I'puddpurom.

TpancrenHble OpraHu3sMbl —  OpraHU3MbI, B HAcCJIEJICTBEHHBIC
CTPYKTYPhI KOTOPBIX UCKYCCTBEHHO BBEJEH XOTsI Obl OJIUH aKTUBHO (hYHK-
[UOHUPYIOIIUA T€H OT Apyroro opranusMa (cMm. TpanchopmupoBaHHBIC
oprauu3msl, [MO).

TpanchopmupoBaHHbIe OPraHU3Mbl — OpPraHU3Mbl C U3MEHEHHBI-
MU HAaCJIEJICTBEHHBIMH CBOMCTBAMHU B PE3YyJbTAaTe€ MPOHUKHOBEHWUS B HHUX
gykepoanor [IHK (cm. Tpancrennsie opranusmel, ' MO).

Tpunier — komMOMHAIUS U3 TPEX MOCIEAOBATEIBHO, PACIIOIOKEH-
HBIX HYKJICOTUJO0B B MOJIEKYJIE HYKJIIEMHOBOM KUCHOTHI (eMs KomoH).

Y

YOUKBUTHH — HEOOIBIION 00K, MPUCYICTBYIONIUN BO BCEX JyKa-
PHUOTHUYECKUX KIIETKaX, POJIb KOTOPOTO COCEOUT B MAPKUPOBAHUM TEX Oel-
KOB, KOTOPBIE MPEIHA3HAYECHBI JIsl TPOTEOIMTUYECKOTO PACIIECTUICHUS (Tak
KaK OHU MOBPEK/ICHBI WU 0OJIbIIIE He-HYKHbBI KIETKE).

YMmepenno nosropsiromasicsa JAHK — nHykneorugHas mnocienosa-
TeabHOCTh (AnHOM B 100-500 HYKIEOTHAHBIX Tap), MOBTOPAIOMIASCS B
reHome 10-100 pa3; V.II. AHK o6Hapyx)uBaeTcs B cocTaBe rerepoxpoma-
ThHa, K HeW oTHOcATCA FeHbh pPHK u TPHK xuBOTHBIX, HEKOTOpBIE Ap.,
MYJIbTUTCHHBIE CEMENCTBa, a TaK)K€ MOOMIHHBIC T€HETUUECKHE DIIEMEHTHI
Pa3IMYHON PUPOIBE,

YHukanbusie. (Henmospropsirouuecst) mnocuaegosaresbHoctu /JHK
(non-repetitious<DNA sequences) — yuactku JIHK, mpucyrcrByromme B
JTAHHOM T@HOME B OJIHOM KOMUU (PEIKO B HECKOJBKHUX, HO OOBIYHO HE 0O-
nee 10)3.00MbIIMHCTBO CTPYKTYPHBIX TE€HOB (32 UCKIIFOYEHUEM TEX, KOTO-
PBIE.€OCTABIISIOT MYJIbTUTEHHBIE CEMENCTBA) MPEACTABICHO Y. II.

YnaxkoBka THK — cOBOKYITHOCTb ITPOLIECCOB CITUPAIA3ALMU U CAMO-
YKJIAIKU aByxuenodedHor Moiekysnsl JIHK, Benymux k pe3komy cOkpa-
IICHUIO ¢ a0COMOTHON IIIMHBL, 3((PEKTUBHOCTD Y. OLICHUBACTCS IO WH-
JEKCY YITaKOBKHU.

Ypauua, VY [uracil, U,] - nupumuauHoBoe ocHoBanue (2,4-
JTUOKCOTTUPUMUINH), KOTOPOE SIBISIETCS KOMIIOHEHTOM PHUOOHYKIIEHMHOBBIX
KHUCJIOT M Kak npasuiio orcyrcTByeT B JIHK, BXOaUT B cocTaB HyKJI€OTHA.
B cocraBe HYKIEMHOBBIX KHUCJIOT MOXKET KOMIUIEMEHTAPHO CBS3bIBATHCS
C aJICHUHOM, 00pa3ys JB€ BOJOPOJIHBIE CBSI3H.

Yuactok pacuiensienusi — cM. CallT peCTpUKIIUU.



YuacTok y3HaBaHus — cM. CailT y3HaBaHUS.

()

®arn — cm. bakrepuodarn.

@®axrop IF2 — riaBHbii (aKTOp MHULMALIMKI TPAHCISILIUU Y IPOKAPHU-
OT — KPYIIHBIA O€JI0K KHUCJIOW MPUPOABI ¢ MOJEKyIsipHOM maccoit 100 k][
(IF2a) umu 90 x/ (IF2b), B kommekce ¢ I'T® B3aumonercTByeT ¢ dhop-
MunmMeTnoHuH-TPHK u 30S-cyOuactuuein pudbocoM, crnocoOCTBYs CBSI3bl-
Banuto MPHK.

®akrTop 3oHrannu (Ef-G — y mnpokapumor) — KpynHbId Q€JIOK,
00€eCIeunBaOIINN aKT NEepeMENIeHUsI puOOCOMBI BO BpeMsl TpPaHCISIUU:
®.3. BzaumozeiictByeT ¢ ['TD (ryanozuntpudocdar) u ¢ pubocomeit, 4to
cornpoBoxaercs nosipineHrneM ['TDa3zHOM aKTUBHOCTH, NMEPEMEIIEHUEM U
pacuierienuem ['T®, npu stom ruaponus ['TO He TpeOyerest Henocpe -
CTBEHHO JJIsi OCYIIECTBJICHUS NEpeMelleHus puOOCOMBI, Tiociie 3aBepliie-
HUs kKoToporo @.3. 0cBOOOK1aeTCa U3 KOMILIEKCA ¢, pruBOCOMOI; MOJIEKY-
nsipHast macca @.9. E.coli 77444 ]1; uncno monekysn @.0., coaepkammxcs
B KJIETKE, IPUMEPHO PABHO YUCITY PUOOCOM.

@akTopbl TPAHCKPHUIIIMU — BCIOMQIaTeabHble Oenku, obJerdaro-
mue PHK-nmonmMepazam npoxoieHne OCHOBHBIX 3TaroOB TPAaHCKPHUIILIUU
(MHULIMALIMIO, DJIOHTAIMIO M TEPMUHAHUIO), a TaK)Ke 00ECIIeYnBAIOIINE 13-
OWpaTenbHbI XapakTep TPAHCKPUMILMH (HAampuMmep, TKaHecnenu(pUIHYIO
AKCIIPECCHIO T€HOB ITyTEM B3aUMOJECHCTBUSA C SHXaHCEPaMHu ).

@epMeHTHI — BELIECTBA OCIKOBON MPUPOJbI, MPUCYTCTBYIOLINE BO
BCEX MKUBBIX KJIETKAX, HAMPABISIONIME, PETYIUPYIONIME U MHOTOKPATHO
YCKOPSIOINUE OWOXMMHUYUCCKHE TMPOIECChl B HHUX; WIPAIOT BaKHEHIIYIO
pOJIb B METa0OIU3ME:

@uiabTp U3 HUTPOTLEIIIOJI03HOM INIEHKH — cM. Hutpouemnonos-
Has (TJIeHKa) MeMOpaHa.

dunrepupunt JHK (DNA fingerprint) — BeicokocnienuduuHbIC TH-
OpuIM3agMOHHBIC TOJOCH Ha 3JekTpodoperpammax (hUHTEpIPUHT), 00-
pa3yIOHIMecss Kak pe3yjibTaT MOoIuMOpQu3Ma IJIUHBI PECTPUKIIMOHHBIX
¢parmenroB renomuor JJHK (ITJP®, cm.). Ilpuunnoil Takoro moaumMop-
¢r3ma MOTyr OBITH MyTAIMU B MpeJenax cailTa peCTPUKINU (CM.), TIOBTO-
pbLJIHK (MuHU- 1 MUKpOCATEIUIUTHI) U JIP.

daankupywias nocjaenosarejabHocts JJHK — xapakrepusyer iro-
Oy10 HYKJICOTHUIHYIO TMOCJIEI0BATEIbHOCTh, PACTIONOKEHHYIO PSAOM («HA
daaHre») ¢ Ipyrou nocienoBaTeabHOCThIO; pasiuyaroT 5'- u 3'-@.11. JIHK,
T.€. IPWJIETAIOLINE K OCHOBHOM MOCJEI0BATEIIBHOCTA COOTBETCTBEHHO C 5'-
1 3'-KOHIIA MOJUHYKJICOTUIHOM 1ETIH.

®ochopuaupoBaHue — mporecc nepeHoca ocrarka hochopHoit Kuc-



J0THI OT hochopUIUPYIOIIETo areHTa-I0Hopa K CyOCcTpary, KaTalu3upye-
MBI (pepMeHTaMH U BEIyIIUN K 00pa30BaHUIO CI0XKHBIX 3pUpoB Pochop-
HOM KHCIOTHI. B xuBbIX KieTkax @. — onuH u3 Hambosee pacrpocTpaHEH-
HBIX BUJOB MOCTTPAHCIAUMOHHON Moaudukanuu Oenka. [Iponeccrl doc-
dbopunupoBanusa u JePpochopuIMpoBaHUs Pa3IUUYHBIX CyOCTpPaTOB SIBIIS-
I0TCSI OJHUMU M3 BaXHEHUITUX OMOXMMHMYECKHX peakuuil. OHU KaTamu3u-
pYIOTCSI 0COOBIMH (PEpMEHTaMU, BBIJICIIEMBIMU B OCOOBIM KJIacC KHUHA3,
uinu nHave docdoTrpanchepas.

®parmentbl OKa3aku — OTHOCUTENIbHO HeOombinue (y E.coli s 1-2
TBIC. H.II., @ Y MJIEKONUTAIOMUX — 0K0JI0 100 H.11.) pparMeHThl CUHTE3UPY-
emoii moJiekynbl JIHK B «oTcratomieid nenu» perimKaTuBHOW, BUIKH (B
HampasieHuu 5' 3'); cumBanue (quruposanue) @.0O. mpoUCXQAUT ¢ yda-
ctuem JIHK-nmuraszel, nannunanus cunte3a @.0. npouCXoauT ¢ UCIOJIb30-
Banuem PHK-3aTtpaBok, 0Opasyronmxcs B pe3ynbTaTe ASMCTBHS MpanimMa-
3b1; @.0. 6b11H onucanbl P. Oxazaku ¢ cotp. B 1968;

@dpakuun, rTHOPUIAN30BABIINECH ¢ PAAUOAKTUBHO MEYEHBIM 30H-
aoM — dacth MoJekyn JIHK, kotopeie mocies anekTpodopeTndecKoro
bpakIMOHUPOBAHUS KOMILJIEMEHTAPHO CBS3AMCh C PaJUaKTUBHBIM 30H-
oM B miporiecce Cay3epH-0JI0T rHOpUIU3aAIIY.

®@oaaunr 6eaka (anrn. folding.- ‘yxkiaanka Oenmka) - TPOIECC CIOH-
TaHHOTO CBOPAYMBAHMS MOJUIMEITHAHON 1€MW B YHUKAIbHYIO HAaTHUBHYIO
MPOCTPAHCTBEHHYIO CTPYKTYPY|(Tak Ha3bIBaeMasi TPETUYHAsI CTPYKTYpa).

X

X-Gal — cmenmanpHBIN cyOcTpaT, KOTOPBIN pacuierisieTcss hepMeH-
TOM [f-rajakTo3uaaso (mpoaykt rexa lac-Z ) (cm.) ¢ oOpa3oBaHueM He-
pPacTBOPUMOTO .ocailka cuHe-roayboro msera. IIupoko wucmonb3yercs B
TeHHOW WHK@HEPHUH JJIs ACTCKINUH (BBISIBICHUS) OaKTepUATHHBIX KOJIOHHMA
coAepKaNX. IUIa3MUIbI CO BCTpOeHHOM uykepoanon JIHK.

XuMepHble IIa3MHAbI — IIA3MUJIBI, COJepIKalue BCTaBKy (¢par-
MeHr), gykepoanoit JJHK.

XUMHoOTEepanusi — JICUCHUE 3apa3HbIX U MHBA3WOHHBIX OoJe3Hel Ta-
KuMH (TJ1. 00p. CHHTETHYECKMMU) TperapaTaMu, KOTOphIe, TEUCTBYS Tapa-
3UTONMIHO WJIM TIAPa3UTOCTATUYECKH HA BO30yAHMTENCH OO0JIe3HU, OKa3bl-
BalOT HE3HAYUTENbHBIN BpPEJ WU COBEPIICHHO O€3BpPEIHBI AJIA JIECHUMOIO
opraHu3ma.

Hind 111 — oxHa U3 MIMPOKO MPUMEHSEMBIX PECTPUKIIMOHHBIX HI0-
HyKJIea3, Wik pecTpukTas (cM.), u3Biekaemas u3 Haemophilus influenzae,
kotopas B AByxuenodyeunot [JHK y3HaeT mocnenoBarenbHOCTh U3 LIECTH
nykiaeotuioB AAI'LITT u paspezaer ee Mexay A u A, oOpa3ys JHUNKHE
KOHIIBI (CM.).


https://ru.wikipedia.org/wiki/%D0%9A%D0%B8%D0%BD%D0%B0%D0%B7%D0%B0

Xpomatuasbl — [rp. chroma — nBet u eidos — Mo100HBII | — MPOOITb-
HbIE TTOJIOBUHKHU XPOMOCOM, COCTOSIIIIUE, B CBOIO OUEpe/lb, U3 XpOMOHEM. B
MOCJIETHUX pazinyaroT xpomopuopwisl, conaepxamue JJHK. XpomaTuast
B KQYECTBE COCTaBHOM YaCTHU XPOMOCOM BBICTYNAIOT B MEPHOJ Mpoda3zbl u
Metadasnl Muto3a. [lo3aHee Bo BpeMs aHadasbl OCHE PACHICIUICHUS XPO-
MOCOM Ha XpOMAaTHUbl KaXaasi XpoMaTUAa CTAHOBUTCS CAMOCTOSITEIbHBIM
oOpa3oBaHMEM U 0003HAYACTCS YK€ KaK JOUYEPHsS UM CECTPUHCKASI XPO-
MocoMa. TepMuH «xpomaTtuaa» npeaioxed Mak Kioynrom (1900).

XpomaTtuH — [Tp. chroma — 1nBET] — 3TO BEIIECTBO XPOMOCOM, TMpe=
craistoniee codor komrieke JJHK u 6enkoB. X. HaxoauTcs BHYTpUSIIpa
KJIETOK 3YKapUOT U BXOJUT B COCTAB HYKJICOUJA Y TPOKAPUOT. X. OKPALIHU-
BAETCS OCHOBHBIMHU KpacuUTEIsIMU. Te€pMUH BBEIEH B JuTepaTypy. Diem-
MuHTOM (1880).

XpomocoMa — HYKJICONPOTEUAHASI CTPYKTYpa B SIAPE SYKAPUOTHUYE-
CKOH KJIETKH, B KOTOPOW COcpefoToueHa OOJbIIas YacTh HaCIeACTBEHHON
uH(pOpMaIMy U KOTOpasi MpeAHa3HAUYCHBI JJIsl €€ XPaHCHHS, pealu3aluu 1
nepeaayu. XpoMOCOMbI YETKO Pa3IMYMMbl B CBETOBOM MUKPOCKOIIE TOJb-
KO B MEPUO]I MUTOTUYECKOTO MU MEMOTHUYECKOTO ACeHUs KieTku. Habop
BCEX XPOMOCOM KJIETKH, Ha3bIBAEMbIN KapUOTUIIOM, SIBJISIETCS BUAOCHEIU-
¢uyHBIM NIpU3HAKOM. B mummongHoNM KiIeTIKE\HenoBeka 46 XpoMOCOM, UTO
coctasysietr 6 nir JIHK. O6mas niuHa ramsiongHoro Hadopa (23 xpoMocom)
cocrasisier 3,2x10° rnap HyKJIeoTux, MeTuHHOE KOIMYEeCTBO CTPYKTYPHBIX
reHoB coctaBisieT oT 30-40 Thiesd. B mHTEep(]a3HOU KIETKE XPOMOCOMBI
MPEJCTaBICHBl XPOMAaTUHOM. TIpU CBETOBOW MUKPOCKONHUU XPOMOCOMBI
HaOJII0/IaI0TCA B MUTO3€ (MUTOTHYECKHE XPOMOCOMBI).

Xpomocomuast ondsmmoreka (chromosome specific library) — oaun
U3 BUJIOB TEHOMHOW OMONMOTEKHU (CM.), UCTIONBb3YyEMBbIN JIJI aHAJIU3a T'eHO-
MOB OOJIBIIIMX Pa3MEPoB, HaIp. denoBeka. X. 0. CO3/a0T KJIOHUPOBAHUEM
(cm.) dparmentoB JIHK nHauBUIyanbHBIX XPOMOCOM.
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Huxiudecknit axeHosun MoHodgochar (HAMP) — wmosekysa-
«MECCEHJIKEp», PEryJlUpyIoliasi MHOTHE BHYTPUKJIETOYHBIE PEaKIUU;
yJ9acTBYeT B MOJICKYJISIPHBIX MEXaHM3MaX JCUCTBHUS MHOTHX T'OPMOHOB,
Hepeadyu HEPBHOTO BO30YXKIEHUSI, MBIIIIEYHOTO COKPAILICHUS U JIp.

HukJIuHbI — cEMENUCTBO OEJIKOB-aKTUBATOPOB (PEPMEHTOB IMKIIWH-
3aBucuMbIX kuHa3 (CDK). be3 nuknuna CDK e aktuBHa. [IpoxoxaeHue
KJIETOYHOT'O ITMKJIa JIOCTUTAeTCsl MyTeM IOCIEA0BATEIbHOW aKTUBAIUU U
MHAKTUBALIMM PAa3HBIX KOMIUIEKCOB HUKIMH-CDK. Mexanusm neuctBust
komruiekcoB muKIMH-CDK 3akmtouaercs B mpucoeauHeHnn docdaTHOM
rpynnupoBku  (pochopunupoBanun) kK Oeakam-muiieHsM. OCHOBHBIM




pEe3ynbTaTOM KacKaja CUTHAJIbHBIX COOBITHM, TPOUCXOISIINX BCIEICTBHUE
CBSI3BIBAHUSI POCTOBOrO (pakTopa ¢ pelenTopoM Ha MOBEPXHOCTH KIIETKH,
SABJIgETCST akThBamusl kKomiuiekca LMKIMH D-CDK4 w/wm muxknua D-
CDK6. Kommiiekcs! mukimd D-CDK4 w/wnn nukinua D-CDK6 paboratot B
teyeHue ¢a3z G;, S m G, WU B Havane MHTO3a. OTOT KOMILIEKC
dbochopunupyer pasznIuyHble TPAHCKPUIIIIMOHHBIE (AKTOPHI OETKOBOM
NpUPObl, HEOOXOIWMBbIC JUIsl BCTYIUICHHS KIETKHM B S ¢azy. Takke
komruieke nukianH D-CDK4/6 ciocoOctByeT cunTe3y nukiuHa E.

HunkoBbiii mangen — JIHK-cBsa3piBatomumii  0enok, coaepkamuit.y4da-
CTOK C JBYMs OJIU3KO PACMHOJIOKEHHBIMH OCTaTKAMHU LHUCTECUHA MW BYMS
OCTaTKaMU TUCTUJINHA, KOTOPBIE CIIYXKaT JIMTaHJaMHU JUIsi OAHOLO HOHA
Zn2+. [lpu cBs3bIBaHUM MOHA IIMHKA CTPYKTYypa M3MEHsET KOH(pOpMaIuio,
IIpU ATOM aMUHOKHUCJIOTHAsl IIEMOYKa BBIMSIYMBACTCS B/BUMEC MMANIbIA, YTO
MO3BOJISIET OCNKY B3aUMOJCHCTBOBATH ¢ 00bI0N 60po3akeit JIHK

Iurto3un, I [cytosine, C] — nupuMuIuHOBOE OCHOBAHUE, 2-OKCH-4-
aMUHO-MIUPUMUANH. [{[UTO3UH COMEPKUTCS BO BCEX-IKUBBIX KJIETKaX B CO-
crae /JIHK u PHK, BXoauT Takke B COCTaB HEKOTOPBHIX KO(DEPMEHTOB
1 aHTUOUOTUKOB. MeTunupoBanue ruro3uHa B.JIHK ¢ npepamenuem ero
B 5-METUJIIIUTO3UH SIBIISIETCS BaXXKHBIM' HPOIIECCOM B PETYJSILNU TpaH-
CKPHITIUHU TeHOB (cM. Memuauposanue).

|

YerBepTUYHasl CTPYKTYpa Oesika — ¢opma MPOCTPAHCTBEHHOUN Op-
raHuzanuu OenKoB, OOYCIIOBIICGHHAs Pa3IMYHBIMU BapUaHTAMHU B3aHMMO-
pacloJIOKEHUS W B3aUMOJICMCTBUS OTACIbHBIX IOJHUMNEHTUAHBIX LETEH.
Y.c. UMEIOT TOIBKONOEIKUA COCTOAIINE M3 JIBYX U 00Jiee MOJUIICTITHIHBIX
nernen (CyobeIuHum).

Yy:xepoanas JHK — JIHK kakoro-nmu6o opranu3Ma no OTHOIICHHUIO
K OpPTraHU3MYy=pCIUITUECHTY.
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HlanepoHbl — ceM. 0€NKOB, 00ECIIEUNBAIOIINX 1N VIVO MPABUIBLHYIO
cbopky u popmupoBaHUE TPEXMEPHON KOHGOPMAIIUU TOJMUIEITHIOB T10-
cJie UX BBIXOJIa ¢ pUOOCOM, MPU 3TOM IIANEPOHBI HE BXOJAT B COCTaB KO-
HEYHOU OEJIKOBOM CTPYKTYpHI. Beslku, BHIMOTHAIONINE TaKue k€ (PYyHKIIUU
y IPOKapUOT HOCSIT Ha3BaHUE ManepoHUHOB. CM: O€JIKM TEIJIOBOTO IIOKA.

IItamMmm — yucTas KyJbTypa MUKPOOPTaHU3MOB UJIM BUPYCOB JaHHO-
ro BHUA, BBIJICJICHHAS U3 OINpPEEICHHOI0 UCTOUYHHKA (TIOUBBI, BOJIBI, OpTra-
HU3Ma U T. 1) U oOyajaromas ocoObIMU (HU3UOIOT0-OMOXUMUYECKUMU
CBOVCTBAMU.

«Inmuabka» — ABYXIEMOYEUYHBIM YYACTOK OJHOLIEIIOYEYHON MOJIEKY-



ae1 JIHK nim PHK, o6pa3oBaHHbIl B pe3ybTaTe KOMIUIEMEHTAPHBIX B3a-
UMOJICUCTBUN MEXIY COCEAHUMH WHBEPTUPOBAHHBIMHU MOCJIEIOBATEIHHO-
cTsaMU HYyKIeoTu0B. llITaMM — yncTas KyJIbTypa MUKPOOPTAaHU3MOB UJIU
BUPYCOB JJAHHOT'O BHJIA, BBIACIICHHAS] U3 ONPEEICHHOr0 UCTOYHUKA (I10Y-
Bbl, BOJbI, OpraHu3Ma U T. 1.) U oOOsajaromas 0coObIMU (HU3UOTIOTO-
OMOXMMHUYECKIUMHU CBONCTBAMH.
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IK30HBI (EXONS) — TMOCICIOBATCILHOCTH 3YKAPHUOTHUYCCKUX T'CHOB,
KOTOpBIE, KaK MPaBUJIO, COXPAHSIOTCS TpHu mpoiieccunre npo-uPHK 41 06-
Pa3yIoT 3peilyt0 MaTpuuHyto, win uapopmanuonnyo PHK. 3., kak ipaBu-
JI0, YEPEYIOTCSI C HUTPOHAMH (CM.). 3. BBIIOJIHSAIOT TPU NPUHUUIHAIBHO
pazyinuHble PYHKIMM: a) QYHKIMIO JIHAepa: IEPBbIN D. COAECPIKUT CUTHAJIBI
JUIS. THULMAIIUKY TPAHCKPUMIMU (CM.) M TIOCIIeI0BATEIbHOCTH ‘¢ (D yHKITHEH,
YOpPaBISIIONIEH MPUCOSTUHEHUEM MAaTpHUIlkl K pubocomMam (CM.), U He
TpaHciaupyercs (cMm. Tpancnauus) B Oenok; 0) QpyHKUIAKM MaTpulbl (UH-
dopmanum); D. comepxkaT HHGOPMAIHMIO, KOTOpas odecreunBaeT 00pa3o-
BaHHE OelKa M3 OTIEIbHBIX aMUHOKHUCIIOT; B), Te@pMUHUPYIOIINE (PYyHKIIUN
(cMm. TepMmuHalusi): mociaeIHUN . BKIIOYAETATIOCIEA0BATEILHOCTH, KOTO-
pbie B 3penor nPHK sBISIOTCA CUTHAIOM.JUISI OKOHYAaHUS TPAHCIALIMU,
TaKKe TOMOTOJMMEPHOE aJCHUJIOBOE | OKOHYaHUE (XBOCT) — moJn(A)
uPHK. TepmuH 3x30H npemioxeH Y., I'nndeprom B 1978 T.

JK30HYyKJIea3a — (PepMEHT, MOCIEeI0BATEILHO OTIICTUISIOMNA HYK-
JICOTHUBI OT KOHIIA MOJIEKYIbIHYKIIenHOBOU KucaoThl (JJHK nmu PHK).

OKcuUM3MOHHbIE hepMeHTHI — (DEPMEHTHI, YJaCTBYIOIIHE B TIPOIIECCE
AKCIM3UOHHON pernapanii u 00eCleunBaroIue «BbIPE3aHUE» MOBPEKIe-
Hui (mykneaza, JIHKsmnko3unasa) u mociaeayrollee «iartaHue» oopaszy-
roruxcs opemeit (AAHK-momumepasza, JIHK-nuraza).

JKCHU3HOHHAS penapanusi — MPOLECCH penapauuy ABYXIENOYEY-
Hou JIHK, BKjItOHaromue yaajaeHue NOBPEKICHHOTO WA HEMPABUIBHOTO
yuactka oiuou nenu /IHK u ero 3amMeHy HOBBIM, CHHTE3UPOBAHHBIM I10
MaTtpure KomruieMentapaou uenu JIHK.

JKcIpeccusi TeHa — pean3anus FreHeTUYecKo HHPOopMaIiu, 3aK0-
aupoBanHoi B JIHK, myrem ee Tpanckpumniuu (CM.) U TpaHCISIUU (CM.)
uPHK.

Jaektpodope3 B arapo3Hom rejie — MeTos pa3iesieHUs 3apsKeH-
HBIX OMOJIOTUYECKUX MAKpOMOJIEKYJN (OETKOB, HyKJICMHOBBIX KHCJIOT H T.
1I.) B DJICKTPUUYECKOM TT0JIe, OA3UPYIOMIUICS HAa UX PA3IMUUM 1O JICKTPHU-
4ecKoMYy 3apsiny, popme u pazmepy. MosieKynbl MUTPUPYIOT Yepe3 UHEPT-
HBII arapo3HbId Iefb MOJ JEUCTBUEM JIEKTPUUYECKOTO MO, D. OTKPHIT O.
®. Peiicom B 1807 r. B Ouonoruu 3. Havas ucnoyib3oBaTh A. Tuzenuyc,



CKOHCTPYHMPOBABIINM MEPBBIA TPUOOP I SIEKTPOGOPETHUECKOTO pasie-
nenus o6enkoB B 30-e rr. XX B.

DiiekTpoopeTHyeckas KaMepa — 4YacTh Npudopa i NPOBEIACHHUS
anekTpodopesa. Paznuyaror BEpTUKAIbHYIO U TOPU30HTAIBHYIO O K.

Qaonranus (elongation) — ymirHEHHE HYKJICOTHIHOW IEMU ITyTEM
no6asienus HoBbIX HykineotuaoB (JAHK- wim PHK-cunTe3) mnm amuHO-
KUCIIOTHOM 1IeNH MyTeM NMPUCOEANHEHNUS AMUHOKHUCIIOT.

JHXaHcep — cnenuduueckas IUC-ACUCTBYIONIAs MOCIEI0BATE b~
HOCTh HYKJICOTHJOB, YCWIMBAIOWAas TpaHCKpuniuio reHoB PHK-
nonumepasoit II; cnocoGHOCTh psana D. B3aMMOACHCTBOBAaTh €O cHeUUdu-
yecKuMHU OenkaMu B U] PepeHInpOBaHHBIX KJIETKaxX oOecreuuBaceT TKa-
Hecnenu(UUHBIA XapakTep AKCIPECCUH COOTBETCTBYIONIMX, '€HOB; CUMUTA-
eTcsl, 4YTO J. SABJIAETCS OJAHOU U3 (POPM MOOMIIBHBIX T€HETNYECKHUX JIEMEH-
TOB; OJIUH U3 D. — SPM-3JIEMEHT.

Oruauym opomua (3,8-auaMuHO-6-3THI-5+¢reHnIPpeHAHTPUIANYM
Opomua) — Gayopecuupyoomuil Kpacurensb (KaHIEPOreH), KOTOpbIA 00a-
JaeT COCOOHOCTBHIO MHTEPKATMPOBATh MEXIY, MapaMyU OCHOBAHHI B ABY-
nutuaror JJHK u PHK. Kommiekc HyKIeMHOBOM KUCIOTHI ¢ J. 0. diryo-
pecuupyetr noa Y® cBeroM. Mcnonb3y€rest st BUSYyaIbHOTO OOHApyXe-
HUs AByHUTUATHIX MosieKyJ JJHK B arapo3HoM u nmosimakpuiiaMyuIHOM resie
(cM.) pu dayopecueHTHOM u3nydeHdu B 590 HM. D. 6. O3BOJISET MPOU3-
BOJAUTh KOJMYECTBEHHYIO OLEHKY “COAEPKaHUS HYKJICHHOBBIX KHCIIOT B
npemnapare.

Dyxpomatun (euchromatin) — akTHBHBIN XpOMaTHH, HE OOHAPYKUBaA-
eMbIi BHU3yaJIbHO Ha WPOTSDKCHUHM BCe MHTEpda3bl BCICACTBUE HHU3KOU
IUIOTHOCTH €ro YHaKOBKH, COJEPKUT MOJIaBIIsAIONIee OONbIIMHCTBO aKTHB-
HO TPaHCKpPUOMPYEMbIX T€HOB, CIOCOOEH 00paTUMO mpeBpamarbcs B ¢a-
KYJIbTaTUBHBLIA FETEPOXPOMATHH B MIPOLECCE NHAKTUBALNUU X-XPOMOCOMBI.





