TEMA 5. TEHETUKA YEJIOBEKA

1. YenoBek - Kak 00bEKT T'€HETUKHU

2. HacneoBaHre MOHOTCHHBIX TIPU3HAKOB

3. HacnenoBaHue MOJNUTEHHBIX IPU3HAKOB

4. HacnenoBaHue MPU3HAKOB CLEIICHHBIX C TOJIOM

1. YEJIOBEK - KAK OBBEKT 'EHETUKHA

B ’XMBOM MHpe 3aKOHBI I'€HETHKH HOCSAT BCEOOLIMH XapakTep, NSHCTBUTENBHBI OHM M I denoBeka. YacTHas
reHeTHKa 4eloBeka c(OpMHUpOBAIACh C yYETOM CIEAYIOIUX OCOOCHHOCTEH, CO3MAIOIIMX TPYAHOCTU IPU U3YUYEHHH €ro
HacJIEeJCTBEHHOCTH U H3MEHUUBOCTH:

®  HEBO3MOXXKHOCTH HalpaBJIEHHBIX CKPEIIUBAHUY JJISl TCHETUYECKOTO aHAIN3a,
HEBO3MOXXHOCTH HKCIIEPUMEHTAILHOTO MOTYyYSHHsT My TaIHiA;
HO3HETO M0JI0BOTO CO3PEBAHUS;
MaJIOYMCICHHOCTH IIOTOMCTBA;
HEBO3MOXKHOCTH 00ECIICUSHHUS OMMHAKOBBIX M CTPOTO KOHTPOJIUPYEMBIX YCIOBHH ISl PA3BUTHUS IOTOMKOB OT Pa3HBIX
Opaxos;
®  HEJOCTATOYHOI TOYHOCTH PErUCTPALMY HACICACTBEHHBIX IIPH3HAKOB U HEOOJIBIINX POIAOCIOBHBIX;
®  CPaBHHTEIBHO OOJNBIIOrO YHcia (2N=46) II0X0 pa3IHYaIOIIIXCs XPOMOCOM.

B TMOCJICAHNUE TOJbl TCHETHKA YCJIOBCKAa Pa3BUBACTCA 6I)ICTpI)IMI/I TEMIIaMHU 6nar0}lap51 YCOBEPIIECHCTBOBAHNIO HOBBIX

MCTOAOB UCCIICA0OBAHUA, 3BHAHUAMU U OIIBITOM HpHOGpeTeHHLIMI/I 6I/IOJ'IOFaMI/I n MCINKaMH.

2. HACJIEAOBAHHWE MOHOT'EHHBIX ITPU3HAKOB

VY yenoBeka, Kak U y JIPYTrHUX yKapHOTHYECKHX OPraHM3MOB, T'€HETHUECKHH MaTepHaj NPEICTaBICH MOJIEKYJIaMH
JIHK, xoTopbIii 00pa3ytoT BMECTE CO CTPYKTypHBIMHU Oesikamul (TUCTOHaMK) XpoMocoMel (puc. 5.1; puc. 5.2).
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Puc. 5.1. Ctpoenne XxpomMocoMbI Puc. 5.2. KapuoTun 4yesnoBeka

I'eHbl MOTYT OBITH NpeACTaBICHBI B JIByX WM Oojiee anTepHATHBHBIX (popMmax (BapHaHTOB) KOTOPHIE ONPEIEINISIOT
pa3Hble ()EHOTUIMYECKUE NPOSBICHUS OJJHOTO NpU3HaKa. /laHHbIe BapHaHTHl TEHOB KOTOPbIE ONPEACISIOT Pa3HbIE BAPHAHTHI
NIPU3HAKOB (HAIlpMep: Kapue IJia3a/roiayOble Ia3a), 3aHUMAIOT T€ )K€ MO3WIUM (JIOKYChI) B TOMOJOTHYHBIX XPOMOCOMAax
Ha3bIBAIOTCS a/ieasimu Wi auienvivimu eenamu (puc. 5.3). TeHBI KOTOpbIe 3aHMUMAIOT Pas3HBIC JIOKYCHl HA TOMOJOTHYHBIX
XpOMOCOMaX WIIM JIOKAJIM30BAHBI HA PAa3HBIX XPOMOCOMAaX HA3bIBAIOTCS HeALNelIbHbIMU SeHAMU.
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Fig. 5.3. Anaensnble rensl G-g; Heameabnbie reast G-W.

OpraHu3M UMEIOTIHIA JIBE OJMHAKOBBIC AJUICIIH B TOM K€ JIOKYCe TOMOJOTHUHBIX XpoMocoM (G-G wmu g-g; W-W wmu
W-W) Ha3bIBAaCTCS 20MO3USOMHbIM, OPTAHU3M HMEIOIIHUI JBE pa3Hble aJUICIH B TOM K€ JIOKYCE€ TOMOJOTHUHBIX XPOMOCOM
(Gg; Ww) HasbIBaeTCsI 2emepo3uomusim.
[Ipu3Haku 4emoBeKa MOTYT ONPEIESNATHCS OJHUM TeHOM (MOHOTCHHBIC) WK IBYMs M 00jiee reHaMu (MOJTUreHHbIe). B
Tabmuiie 5.1 nmpencTaBIcHbB HEKOTOPBIC MOHOTCHHBIC TIPU3HAKHU YEIOBEKA.

Tadanuna 5.1. AyrocoMHbIe MOHOT€HHbIE MPHU3HAKH

JlomunanTHbie npuzHaku (A) PeneccuBubie npusHaku (@)
Yepnsle rinaza/Kapue [ony0Oble riasza/3enéHsie
Bonbiue rinasa MasieHbKHeE I1a3a
UYepnsle Bosockl/KamranoBble CaeTJible BOJIOCHI
KypuaBsie BoJIoChI BoJstHHCTBIE BOJIOCHI
BosiHHCTBIE BOJIOCHI [IpsimMble BOTOCHI
Hoc ¢ rop6uHKoit [Ipsimoit HoC
Bosip1oit HOC ManeHbpkuii HOC
Hannume BecHy1Iek OTcyTCTBHE BECHYIIIEK
IIpasiia JleBiia
[os10KUTEIBHBIHN pe3yc hakTop OTpuiarenbHbIi pe3yc Gakrop

I[OMI/IHaHTHBIe TCHBI TMPOSABIAKOTCA Yy TICTCPO3UTOTHBIX OPraHM3MOB, a4 PCUCCCHBHBIC TCHBI IOAABJIAKOTCA U HE
MPOABIAKOTCA y TCTCPO3ZUTOTHBIX OPTaHU3MOB.

A — kapue rmasza
A — rony0sle ritaza
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TunuuHbI OpUMep B3aUMOJICHCTBHS aJUIeNIbHBIX TeHOB — HACJIE0BAHNE aHTUTEHHBIX IPYIIT KpOBH uesioBeka: A, B,
AB u 0, nerepmunnpyembix renom |. Wseectuwr 3 Tuna ameneii storo rena 14, 1B, 1% Tennbiii nokyc ans stux annenei
HAXOJUTCS Ha JYIMHHOM TLIEY€ XpOMOCOMBI 9. OCHOBHBIMH MPOIyKTaMU MEPBbIX JByX reHos — 14, 18 no ue rena 1° — spnsrores
cnenuduieckue GEpPMEHTBI 2AIUKOZUTMPAHCPePaAsbL.

B pasnuuHbIX cOYeTaHHUAX ajuienell 06pasyloTcs 4 Tpynnsl kposu: nepsas — ¢ rerotunom 1°1° sropas — 14 14 wm 14
1% tpetbs — 1B 1B um IB 1 yerepras — 1* IB. Ecnu uenosek rereposuroren 1418 ero spurpouuter HecyT 06a anturena A u B.
DTO M ecTh Ccllydail KOJIOMUHMpOBaHMs, korna obe amnenu 1A1® QyHKUMOHANBHBIL, OHM PaGOTalOT B IeTEPO3UrOTE Kak Obl
HE3aBHCUMO JPYT OT APYTra, Olpe/elsisi HOBbIM NPU3HAK — 4 rpyIIy.

3HaHNE TeHEeTHIECKOTO KOHTPOJIA Py KPOBH UMeEeT OObIIoe MpakThieckoe 3HadeHne. KpoBb y 4eroBeka COCTOUT
u3 KIeToK (45%) u mnazme — OneaHO-kKenTas XUIKocTh (55%). Tak, y moaeit ¢ rpynmoi 0 B Tia3Me KpOBU MPUCYTCTBYIOT
TeMarTIIOTHHUHEI 0 U B, ¢ TPyNnoi A — reMarrmioTHHUH 3, ¢ rpynnoi B — remarrmmotuaus o. Y smoneit rpynmsl AB B mma3zme
HET HHU 0O- HU P- reMarnmoTHHUHOB. [Ipym 3TOM arriaroTHHHH o CHENU(HUYECKH CBS3BIBAET M OCAXKIACT 3PUTPOLUTHI C
AQHTUTEHOM A, arrIIOTHHUH B — SpUTPOLMTHI ¢ aHTHUreHoM B. Ha 3THX B3aMMOOTHOLIGHHSIX OCHOBA CHCTEMa IEpeJIMBAHUS
KPOBH.
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Ta0auna 1. I'pynnel KpoBH Ye/I0BeKa

PenmnuenThI JloHOpBI
(reMarrJIlOTHHHHBI) (reHoTun)
0 (1°19 A (1A 1419 B (1818 ; 1B19 AB (1*18)
0 (@p) - + + +
A (B - - + +
B (o) - + - +
AB (0) - - - -

Hpu/vzeltaHueZ «ty — peaKkiusa OCAKACHUSA SPUTPOLIUTOB ITPU NEPEJIMBAHUN KPOBU

HapymeHHe OTUX TpaBuJl TMPUBOJAUT K TEMOPPArud4e€CKOMYy IHOKY BCJICACTBUEC CBA3bIBAHUSA

TeMarriIrOTHHHHAMU IIa3MBbl.

3. HACJIEJJOBAHUE ITOJIMT'EHHBIX ITPM3HAKOB

SPUTPOIUTOB

HeannenbHble TeHBI MOTYT B3aUMOACHCTBOBATh N0 TUIY noaumepuu. IIpu MoIuMepuy OAWH MPU3HAK ONPEICIISIETCS

OTHOBPEMEHHBIM ,HeﬁCTBHeM Pa3IMYHBIX HEAJUICIIBHBIX T€HOB. COBOKyHHOCTL T'CHOB, OKAa3bIBAIOIHUX OJWHAKOBOC BINAHHUC Ha
OJVH Kakoii-nmbo IMpU3HAK HAa3bIBAKOTCA HNOJUCEHAMU. HaanMep, MATMCHTALUA KOXU Yy UYCJIOBCKa OIPCACIIACTCA ABYMS

HeaJIeNbHBIMU reHaMu. [1pu pOpMHUPOBAHHH TAKHUX TIPU3HAKOB MOJUTEHBI ACHCTBYIOT KYMYAmMueHo (a00umueno), Onpeaessa
BapuabeNbHOCTh KOJIMYECTBEHHBIX MPU3HAKOB. JleiicTBHE MOJUTEHOB OJHO3HAYHO.

Ay, Ay — depHBIi IIBeT (CUHTE3 IUTMEHTA MEJIaHUHA)
a1, a2 — OeJtblil BT (OTCYTCTBHE IIMTMEHTA)
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4. HACJIEAOBAHME MMPU3HAKOB CHEIUIEHHBIX C ITOJIOM

CrenyieHHBIMH € TI0JIOM TIPH3HAKaMM Ha3bIBAIOTCS! TaKHe, T€HBI KOTOPBIX PACIIOJIOKEHBI B IMOJIOBBIX XpoOMocoMax X
unu Y. Hajo uMeTs B BUY, YTO MOJOBBIE XPOMOCOMBI HMEIOT BEChbMa CBOEOpa3HOE CTPOCHHE — B X- H Y XpOMOCOME UMEIOTCS
HETOMOJIOTHYHBIE YYacTKU. B Takux ydacTkax X-XpOMOCOMEBI COAEP)KaTCs TeHbI (HaIpuMep, TeH reMo(uIny, TalbTOHU3MA,
MBIIICYHOW JIUCTPOQHHU) OTCYTCTBYIOIIME B Y-XpOMOCOME, W HA00OpOT B HErOMOJOTMYHOM YYacTKe Y-XpOMOCOMBI
coJiepKarcs TeHbl, Y KOTOPBIX HET amjeneil B X-XxpoMocoMme (HampuMep, T€H ONpeeNsioniil pa3BUTHE BOJOCKOB Ha KParo
VIIHOW PaKOBUHBI — OH HACIIEYCTCS 20AaHOpUYecK, T.e. TIepelaeTcs ¢ Y -XpoOMOCOMO HETTOCPEICTBEHHO OT OTIA K CHIHY).

Ecmu ren cuemneH ¢ X-XpoMOCOMOH, OH MOXKET IEepeJaBaTbCs OT OTIA TOJBKO JOYEpsM, a OT MaTepd B PaBHOM
CTETICHU PaCIIPEeIATECI MEXKIY HOUYEPSIMA B CHIHOBBIMU. Eciu reH cueruieH ¢ X-XpoMOCOMOH U SBISICTCS PEIICCCUBHBIM, Y
KCHIIIMH OH MOJXKET MPOSIBIISICTCS TOJIBKO B TOMO3UTOTHOM COCTOSHHU. Y MYKYHH BTOPOW XPOMOCOMBI HET, IOATOMY TaKOH
T'CH TPOSIBIIIETCSI BCETIA.

HpI/ICyTCTBI/Ie TOJIBKO OI[HOI>'I ajuieJii B €IUHUYHOM YHUCJIC Y AUIIOMAHOIO OpraHM3Ma Ha3bIBA€TCA T'C€MHU3UTI'OTHLBIM
coctosiHueM (2emusucomot).

T'emoghunus — HecBepTHIBAEMOCTh KPOBH, HACJEQyeTCs KaK PpEIeCCHBHBIN, CIEIUICHHBIH C IOJOM IpH3HAK.
T'emogpunus A (KOposneBckas) CBsi3aHa C OTCYTCTBHEM B OPTaHU3ME aHMuUceMoPuibHo2o enobyiuna (paxmop 8) — BeIpaxaercs
B HE€ OCTAHABJIMBACMBIX KPOBOTCUCHHUAX, BOZHUKAIOIUX IIPU MaJIEHIIINX TOPAHCHUAX, U MPUBOJUT K FI/I6eHI/I 6OJ'II)HI)IX B
panHeM Bo3pacte. Y OONBHBIX He oOpasyercs ¢ubpun U3 ¢ubpunocena, a AIMEHHO HUTH uOpuna UTParoT BAXKHYIO POJb B
peaKIMy CBEPTHIBAHUS KPOBH.

Hdpyroit tun — cemoghunusi B — OTKPBHIT CpaBHHUTENLHO HEIAaBHO, OH CBA3aH ¢ Jedekrom npyroro ¢axropa
CBEPTHIBAHUS KPOBU — mpomboniacmuna, Wi gaxmopa 9.
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