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1. MosekyjasipHbIe U HUTOJOTHYe€CKHE OCHOBBI

HaCJIeACTBCHHOCTH

['eneTrka Mo MpaBy MOXKET CUMTATbCA OJHOW M3 CaMBIX BaXKHBIX OOJacTeil
ouonoruu. Ha mpoTsHKEeHUM THICSYENETUN YeJIOBEK IMOJIb30BAJICS T€HETUYECKUMHU
METOJaMU JUIS YIIyYIICHHs JOMAIIHUX )KUBOTHBIX U BO3ZEIIBIBAEMBIX PACTEHUH, HE
uMes MPEACTABICHHUS O MEXAHU3MAX, JIEKAIUX B OCHOBE 3TUX MeTonoB. Cyns 1o
Pa3HOOOpa3HBIM apXEOJOTHUECKUM JaHHbIM, yxke 6000 ner wHazam mdronu
NOHUMAJIH, YTO HEKOTOPbIE (PM3HUECKUE MPU3HAKKA MOTYT MEepeaaBaTbCsi OT OJHOTO
nokosieHus: ApyroMmy. OtTOupas ONpEeNeNIEHHblE OpraHu3Mbl W3 MPUPOAHBIX
HOMYJSUUN U CKpELUBasi UX MEXAy COOOM, YeTOBEK CO3/1aBajl yIydllleHHbIE COpTa
pacTeHuii U OPObI KUBOTHBIX, 00JIaAaBIINE HY)KHBIMUA €My CBOHCTBaMH.

Opnako ymmp B Hayaine XX B. YUYEHbIE CTAJIM OCO3HABATh B MOJHOM Mepe
BXHOCTb 3aKOHOB HACJIEJCTBEHHOCTM M €€ MEXaHW3MOB. XOTSA YCIIEXH
MUKPOCKOIIMM  TIO3BOJIWJIM  YCTAHOBUTH, YTO HACJIEACTBEHHBIC IPU3HAKU
NEPEAAIOTCS. U3 TOKOJIEHUS B IOKOJIEHUE 4Yepe3 CIIEpMAaTO30MAbl U SAUIEKIIECTKH,
OCTaBaJIOCh HESICHBIM, KAKUM 00pa30oM MeJbYalIIie YaCTULbI MPOTOIIa3Mbl MOTYT
HECTH B cele «3aJaTKu» TOro OrPOMHOIO0 MHOMKECTBA IPU3HAKOB, U3 KOTOPBIX
CJIaraeTcsl KKIbIH OTACIbHBIA OPraHU3M.

Pone reHoB B pasBuUTMM OpraHW3mMa OrpoMHa. [ €HBl XapaKTepHU3yIOT BCE
IpU3HAKU OyQyIIEero opraHu3Ma, Takuhe, Kak LBET IVIa3 U KOXH, pa3Mephl, BeC U
MHOTO€ JApyroe. I'eHbl BISAIOTCS HOCUTEISIMHU HACJIEICTBEHHOW MH(pOpManuu, Ha
OCHOBE KOTOPOH pPa3BUBAETCs OPraHU3M.

IlepBblii  NEWCTBMUTENBHO  HAy4dHBIMd IIar  BIEped B U3YUYCHUU
HACJIEACTBEHHOCTH ObUT CJieJlaH aBCTPUUCKUM MoOHaxoM I[peropom Menpenem,
KOTOphIi B 1866 TI. omyOiaMKOBaj CTaThlO, 3aJ0XKHBIIYI0 OCHOBBI COBPEMEHHOM
IreHeTUKU. MeHzenb MoKasaj, 4To HACJECACTBEHHBIC 3aJaTKU HE CMELIMBAIOTCH, a

NEPeNalTCsl OT POMUTEICH MOTOMKAaM B BHJE JTUCKPETHBIX (000COOICHHBIX)



CAVHUIl. OTH €IUHUIBI, TPEACTaBICHHbIE Yy OcCOOeld MapaMH, OCTaroTCs
JUCKPETHBIMHU M TIEPEJIAl0TCS TOCIEAYIONINM MMOKOJICHUSM B MYXKCKUX U )KEHCKUX
raMmerax, KaxJas U3 KOTOPhIX COAEPKUT MO OJTHOW €UHUILIE U3 KAKION Maphl.

N3yueHne HACIeCTBEHHOCTH YXKE JIaBHO ObLIO CBS3aHO C MPECTABICHUEM O
ee KopIycKyisipHou npupone. B 1866 . Menaens BbIcKa3zas MPeaoaoKeHue, 4To
IPU3HAKK OPTaHU3MOB ONPENEISAIOTCS HAaCleIyeMbIMU €IWHUIIAMH, KOTOpPbIE OH
HazBad ‘“anemeHtamu’”’. Ilo3mHee WX cranmm Has3piBaTh “‘(hakTopamMu’ W, HAKOHEII,
reHaMu; ObLJIO MOKa3aHO, YTO T€HBbl HAXOASITCS B XPOMOCOMAaX, C KOTOPHIMUA OHU U
nepeaaroTcsi OT OJTHOTO MOKOJICHUS K IPYTOMY.

B 1912 r. amepukanckuii TeHeTUK Moprad mokasaj, YTO OHU HaXOASTCS B
xpomocomax. C Tex Mop reHeTuka JOCTUINA OOJBIIMX YCIIEXOB B OOBSICHEHUU
IPUPOJIBI HACJIEICTBEHHOCTH U HA YPOBHE OpraHn3Ma, U Ha ypPOBHE T'€HA.

HecMmotpst Ha TO, 4TO y’k€ MHOTO€ HM3BECTHO O XPOMOCOMAax U CTPYKType
JHK, nare ompezgeneHue reHa O4eHb TPYAHO, MOKa yAAI0Ch CHOPMYIHUPOBATH
TOJIBKO TPY BO3MOYKHBIX OIPEJEICHUS FeHa!

a) reH KaK eIMHULA PEKOMOMHALUY.

Ha ocHoBanuum cBoux pabOT 1O TOCTPOEHUIO XPOMOCOMHBIX KapT
npo3odusibl Mopran MOCTYIMpOBaj, YTO T€H - A3TO HAMUMEHBIIMN y4acTOK
XPOMOCOMBI, KOTOPBI MOXKET OBITh OT/IENIEH OT MPUMBIKAIONIUX K HEMY YYaCTKOB B
pesynbrare KpoccuHrorepa. ComiacHO 3TOMY OIpPEACICHUI0, T€H MPEACTABISAET
c000i KPyIHYIO €UHUILY, CIEHUPUIECKYI0 0071aCTh XPOMOCOMBI, OTIPEEISIONIY IO
TOT WJIM MHOM MPU3HAK OPraHU3Ma;

0) reH Kak eMHUIIA MyTHPOBAHUS.

B pesynbrate w3ydeHus NpPUPOABI MyTaluii ObUIO YCTAaHOBJICHO, YTO
W3MEHEHUS TPU3HAKOB BO3HUKAIOT BCIEJACTBUE CIy4YallHBIX CIIOHTAHHBIX
U3MEHEHHM B CTPYKTypE€ XpPOMOCOMBI, B IOCJIEI0BAaTEIbHOCTH OCHOBAHUW WIU

JaXe¢ B OJHOM OCHOBAaHHM. B sTOM cMBICIIE MOKHO OBLIO CKa3aTrb, 4TO I'CH - 3TO



OJlHa Mapa KOMIUIMMEHTAPHBIX OCHOBAaHUU B HYKJICOTUIHOM MOCIEI0BATEILHOCTU
JIHK, T.e. HauMeHbIINI y4aCTOK XpPOMOCOMBI, CIIOCOOHBIN MPETEPIIETh MYTALIUIO.

B) IeH KaK eIMHUIIA (PYHKIIHH.

[TockombKy OBIIO W3BECTHO, YTO OT TEHOB 3aBUCAT CTPYKTYpHEIE,
¢u3nonornyeckne 1 OMOXMMHUYECKUE MPU3HAKH OPraHu3MOB, OBUIO MPEIIOKEHO
ONpEeNeNsITh TeH KAaK HAMMEHBIIMH YYacTOK XPOMOCOMBI, OOYCIOBIMBAIOUIUN
CUHTE3 OIIPENEIECHHOIO MPOIYKTA.

Mogekyasipuass reHeruka. [IlpumeHeHune HOBBIX  (U3HUYECKUX W
XUMUYECKUX METOJIOB, a TakXKe WCIOJIb30BaHUE B KadyecTBE OOBEKTOB
UCCIIeIOBaHUsI  OakTepuil W BHUPYCOB PE3KO TMOBBICKMIIM  Pa3pellarollyio
COCOOHOCTh ~ TEHETUYECKHX  DKCIEPUMEHTOB, TPHUBEIM K  H3YYCHHUIO
HACJIEJCTBEHHOCTH HAa  MOJEKYJSIPHOM YpOBHE U OypHOMY Ppa3BHUTHIO
MOJIEKYJIIPHOM T€HETUKHU.

Bnepsoie H. K. KonbiioB (1927 1) BeIABUHY 1 000CHOBAII MPEACTABICHUS O
MOJIEKYJIIPHON OCHOBE HACIIEJCTBEHHOCTH U O MAaTPUYHOM CIIOCOOE Pa3MHOKECHUS
“nacnencTBeHHBIX MoeKyn .B 40-x rr. 20 B. OblIa KCIEPUMEHTANTBHO JTOKa3aHA
TeHeTH4YeCcKasi pojib Iu30KcupuOonykienHoBol kucnotusl (IHK) , a B 50-60-x rT.
YCTaHOBJICHA €€ MOJIEKYJISIpHAs CTPYKTYpa U BBISICHEHBI IIPUHLMIBI KOAUPOBAHUS
reHeTuueckod uHpopManuu. [eHernueckas wuHPoOpMAIUs, 3aJOKEHHAs B
HACIEACTBEHHBIX CTPYKTypax OpraHu3MoB (B XpOMOCOMAaX, LIMTOILIA3ME,
KJIETOUHBIX OpPTraHU3Max), Mojydaemas OT MPEIKOB B BUJIE COBOKYIHOCTH I'€HOB
uH(pOpMaIIKs O COCTaBe, CTPOCHUU U XapakTepe 0OMeHa COCTABISIONIUX OPTaHU3M
BEIIECTB (Mpexe Bcero OEIKOB U HYKJIECMHOBBIX KHCJIOT) M CBSI3aHHBIX C HUMU
(GyHKLUAX.

Y MHOTOKJIETOUYHBIX (OpM NpPH TMOJOBOM PA3MHOKEHUU TE€HETUYECKas
uHpopMaIus nepeaaéTcs U3 MOKOJICHUS B MOKOJECHUE Yepe3 TMOCPECTBO MOJIOBBIX
KJIETOK — TaMeT, €JUHCTBEHHas (PYHKIMS KOTOpPHIX — IMepefada M XpaHEHUe

reHeTndeckod nHpopManuu. Y MUKPOOPTraHU3MOB U BHUPYCOB MMEIOTCS 0COOBIE



TUIIBI €€ mepenaqu . [eHeTudeckass nHpopMaIis 3aKIrueHa NPEUMYIECTBEHHO B
XpoMocoMax, rae oHa 3ammdpoBaHa B ONpeNAeAEHHONW  JIMHEWHOMU
MOCJIEAOBATEIbHOCTH HYKICOTHAOB B Mosiekyinax JIHK (renetnueckuii kom).

I'eneTnueckuii kox - »HTO cucTeMa 3amM(POBKH HACIEACTBEHHOU
uH(popMalUM B MOJIEKYJIaX HYKJIEUHOBBIX KHUCIIOT, peaiu3yIOIasics Y >KMBOTHBIX,
pacTeHul, OakTepuil U BHPYCOB B BHUJE MOCIEIOBATEIbHOCTU HYKJICOTHUIOB. B
MPUPOIHBIX HYKIEHHOBBIX KHUCIOTaX — jAe3okcupudbonykiaennoBoit (JAHK) wu
pubonykienHoBoil (PHK) - BcTpewarorcs S5  pacnpOCTpaHEHHBIX — THIIOB
HYKJIEOTHUAOB (MO0 4 B KaXI0W HYKJIEMHOBOM KHUCJIOTE), Pa3IMYAIONIUXCS IO
BXOISIEMY B HX cocTaB aszotucromy ocHoBannio . B JIHK Bcrpewarorcs
ocHoBanus: ageHuH (A), ryanud ('), muto3un (1), Tumun (T); B8 PHK BMmecTo
TUMHHA npUucyTcTByeT ypauui (Y). Kpome HUX, B COCTaBe HYKJIEHMHOBBIX KHUCIOT
oOHapyxeHo okoyio 20 peako BcTpedaromuxcs (T. H. HEKAaHOHMYECKHUX, WIIU
MUHOPHBIX) OCHOBAaHMM, a Takke HEOOBIYHBIX caxapoB. Tak Kak KOJUYECTBO
KOJIUPYIOLIMX 3HAKOB TEHETUYECKOro kojga (4) W 4YuCIO Pa3HOBHAHOCTEH
aMUHOKUCIOT B Oenke (20) He coBmajaroT, KOJAOBOE 4YHUCIO (T.€. KOJ-BO
HYKJICOTUOB, KOIUPYIOUIUX OJHY aMHHOKHCIIOTY) HE MOXET ObITb paBHO 1.
PaznuuHbIX coyeTaHuid TO 2 HYKJICOTHIA BO3MOXKHO Jullb 42 = 16, HO 3TOrO
TaK)ke HEJAOCTATOYHO ISl 3alIu(pPOBKA BCEX aMUHOKHUCIIOT.

Awmepukanckuil yuénsii . ['amoB npennoxun (1954) Monens TpUIJIETHOTO
reHeTH4YeCcKOro Kojaa, T.6. TaKoro, B KOTOPOM | aMHUHOKHCIIOTY KOAUPYET IpyIIIia
U3 TPEX HYKJIEOTHUJIOB, HA3bIBAEMBIX KONOHOM. YHCIIO BO3MOXKHBIX TPUILIETOB
paBHO 43 = 64, a »TO Ooyiee YeM BTPOE MPEBBIMIAECT YUCIO PACTIPOCTPAHEHHBIX
AMUHOKHUCIIOT, B CBS3M C YeM OBUIO BBICKA3aHO TIPEAMOJIOKEHNE, YTO KaXKIOH
AMUHOKHUCJIOT€  COOTBETCTBYE€T  HECKOJIbKO  KOJOHOB  (TaKk  Ha3blBaemas

BbIPOKIEHHOCTH KOJA).



bruto mpennmokeHo MHOIO pasidyYHBIX MOJEIEH TIEHETUYEeCKOoro koza. B
1961 ®. Kpux (BenmukoOpuTanus) TOJYYWIT TOATBEPKIECHUE TUIOTE3BI
TPUIUIETHOTO HEMEPEKPHIBAIOIIETOCS Koja 0e3 3amsThIX.

VYCTaHOBIIEHBI CHENYIOIIME OCHOBHbIC 3aKOHOMEPHOCTH T'€HeTHYeCKOIro
Koaa:

. Mexay DOCIENOBATENBHOCTBIO HYKJICOTHAOB M  KOAMPYEMOH
NIOCJIEIOBATEIbBHOCTBI0  AMUHOKHUCJIOT —CYIIECTBYET JIMHEHHOE COOTBETCTBHE
(KOJUTMHEAapHOCTh T'€HETUYECKOTO KO/A);

2. CunTbIBaHHUE KOJA HAYMHAETCA C ONPEICIEHHON TOYKHU;

3. CuuTbiBaHUE UAET B OJHOM HANpaBICHUU B MpeAenax OJHOTO TIEHa;

4. Kon sBisieTcsl HENEPEKPHIBAIOIINMCS;

5.Ilpu cuuThiBaHUM HE OBIBAET MPOMEKYTKOB (KOJ O€3 3amlsiThIX);

6. leHeTudyeckuil KojA, KaKk NPaBUJIO, SIBISIETCS BBIPOXKICHHBIM, T.€. |
AMUHOKHUCIIOTY KOAMPYIOT 2 U 0oJiee TPUILJIETOB - CHHOHUMOB (BBIPOXKIACHHOCTD
TEHETUYECKOTO KOJa YMEHBIIAET BEPOATHOCTH TOTO, YTO MyTAallMOHHAs 3aMEHa
OCHOBAHUS B TPUILIETE MPUBEAET K OMUOKE);

7. KomoBoe 4ncio paBHO TpEM;

8. Koz B »k1BOI pupojie YHUBEPCAJIEH (32 HEKOTOPHIMU HCKIIOYEHUSIMU).

YHUBEPCATBbHOCTh TEHETUYECKOTO KOAAa MOATBEPKIAETCS IKCIIEPUMEHTaAMU
no cuHTe3y Oenka B mpobupkax. Ecnu B 6eckiieToOUHyI0 cUCTEMY, TOTYYEHHYIO U3
OJIHOTO Oopra"nusma (Hanpumep, KUIIEYHOMN MaJI0YKH), 00aBUTH
HYKJIEMHOBOKHUCJIOTHYIO MAaTpHIly, MOJIYYEHHYI M3 JIPYroro OpraHu3ma, JajeKo
OTCTOSIIIIETO OT IEPBOrO B ABOJIFOIMOHHOM OTHOIIEHHH (HAIpUMeEp, MPOPOCTKOB
ropoxa), TO B TaKOW cucteme OyleT uaTh OeIKoBBIA cuHTe3. biaromapst paboram
amepukaHckux reHetukoB M.HupenOepra, C.Oudoa, X.KopaHa u3BecTeH cocTaB U
NOPSIA0OK HYKJIEOTUAOB BO BCEX KOJOHAX.

N3 64 xomonoB y Oakrepuit u aroB 3 komoHa — YAA, YAI' u YI'A — He

KOIMPYIOT aMHUHOKHCIIOT; OHHU CIIy’)KaT ~ CHUTHajJOM K OCBOOOXICHHUIO



HOJIMIIENITUHON 1IeNH ¢ puOOCOMBI, T.€. CUTHAJIU3UPYIOT O 3aBEPIICHUH CHHTE3a
nojumentuaa. Mx Ha3Banu TepMHHMPYIOIIUMHU KOAOHAMH. CyIECTBYIOT TaKKe
3 curHana o Ha4yaje CUHTe3a - 3TO MHUIUMpYWIHe KOaoHbl - AYL, I'YI' u YVT,
- KOTOpBIE, Oymy4u BKJIIIOYEHHBIMM B Hayaje COOTBETCTBYIOLIEU
unopmannonnoi PHK (u-PHK), ompenenstor BkitodeHue GopMUIMETHOHUHA
B IIEpBOE IIOJIO)KEHHE CHHTE3UPYEMOM MOJMNENTHIHON uenu. [IpuBenéHubie
JaHHbIE CHPABEJIUBBI JUIsl OaKTEpUaJbHBIX CHCTEM; JUIS BBICIIUX OPTaHU3MOB
MHOrO€ emé He AcHO. Tak, KomoH YA y BBICHIMX OpPraHM3MOB MOXET OBITh
3HAYaIlVM; HE COBCEM IOHATEH TAK)KE€ MEXAHW3M MHULMAIIUY TTOJIUIENTHA.

Peanmu3anus reHeTM4eckoro Koja B KJIETKE IIPOUCXOAMT B JBa 3Talla.

[IepBbIii M3 HUX MPOTEKAET B SpPE; OH HOCHUT HA3B. TPAHCKPHUIIUMM U
3akimroyaercs B cuHTe3e Mosekyn u-PHK nHa coorBercrByrommx yuactkax JJHK.
IIpn »stoM mocnenoBarenbHOCTh HykieotunoB JIHK «mepenuceiBaercs» B
HYKJICOTHHYIO TmiocienoBarenbHocth PHK. Btopoir  sTtanm - TpaHcasiuust
-IpoTEKaeT B LUTOIUIa3Me, Ha pubocoMax; MpH HTOM IOCIEI0BATEIbHOCTD
HykieotuoB u-PHK nepeBoguTcs B mocinenoBaTenbHOCTh aMUHOKHUCIIOT B OEJIKE;
3TOT  JTal nporekaer npu ywactun TpaHcnoptHod PHK (1-PHK) wu
COOTBETCTBYIOLIUX (DEPMEHTOB.

I'enernueckass MHPOpMaLMs peanu3yeTcss B XOAE€ OHTOr€HE3a - Pa3BUTHUS
ocobu - ee mepedayeil OT reHa K MpHU3HaKy. Bce KJIETKHM opraHu3Ma BO3HHKAIOT
B pE3yJIbTare JEJIECHUW EIWHCTBEHHOM HCXOAHOM KJIETKH - 3UTOTHI - U MOTOMY
UMEIOT OMH M TOT kK€ Ha0Op TEHOB - MOTEHIHUAJIbHO OAHY M Ty XK€
reHerndyeckyro  uHpopmanuto.  CrnenupuyHOCTh  KJIETOK pa3HbIX TKaHEH
ONPENENAECTCS TEM, YTO B HUX AKTUBHBI Pa3HbIC I'€HBI, T.€. PEATU3YETCd HE BCS
uH(popmalMs, a TOJIbKO €€ 4YacTb, HeoOXoauMas sl (yHKUMOHUPOBAHMS TaHHON
TKaHH.

[To mepe m3ydeHuUs: HACAEACTBEHHOCTH Ha CyOKJIETOYHOM U MOJIEKYJISIPHOM

YPOBHE YIIyOJISUIOCh M YTOYHSUJIOCH MpEJCTaBlIeHUE O reHe. Eciu B onbiTax 1o



HACJIEJOBAHUIO PA3JIMYHBIX MPU3HAKOB TE€H TMOCTYJIMPOBAJICS KakK AJeMEHTapHas
HeJenuMasi €IVMHULA HacJEeICTBEHHOCTH, a B CBETE JAHHBIX LUTOJIOTUU €T0
paccMaTpuBaii KaK W30JMPOBAaHHBIM  Y4aCTOK  XpOMOCOMBI, TO  Ha
MOJICKYJSIPHOM  YPOBHE Te€H - BXOJAIIMA B COCTaB XPOMOCOMBI  Y4YacTOK
monekynsl  JIHK, cnocoOHbIi K CaMOBOCHPOU3BEACHUIO W HMEIOLIUN
cnenu@UUecKyro CTPYKTypy, B KOTOpOM 3aKOAMpOBaHA MpPOrpaMma pa3BUTHUS
OJTHOTO MJIM HECKOJIBKHUX MPU3HAKOB OpPraHU3Ma.

B 50-x rr. Ha MuKpoopranusmax (amepukanckuii reHetuk C.benzep) ObLIO
MOKa3aHO , YTO KaXJbI T€H COCTOUT M3 psAJia Pa3IMYHBIX YYaCTKOB, KOTOPbIC
MOTYT MYTHUPOBaThb U MEXAY KOTOPBIMHM MOXKET MPOUCXOAUTh KPOCCHUHIOBEDP.
Tak noaTBEpAMIIOCH MPEACTABIECHUE O CIOKHOW CTPYKTYpE I'eHa, pa3BUBABILIEECS
eme B 30-x r. A.C.CepebpoBckum u H.IL./[yOuHMHBIM Ha OCHOBE TaHHBIX
TEeHETHYECKOI0 aHaIM3a.

B 1967-69 rr. 6611 ocymiecTBieH cunte3 BupycHoi JIHK BHe opranusma, a
TAKXKE€ XUMHYECKHUM CHHTE3 T€HA JIPOXKIKEBOM allaHMHOBOM TpaHcnoptHoM PHK.
HoBoil o0nacTer0 HCCIEAOBaHMS CTajla HACIEACTBEHHOCTh COMATHYECKHX
KJIETOK B OpraHu3aMe M B KyilbTypax TKaHe. OTKpbITa  BO3MOXHOCTb
AKCIIEPUMEHTAILHON THOPUAM3AIMUM COMAaTHYECKUX KIETOK pa3HbIX BHUJIOB. B
CBS3M C JIOCTHKCHHUSMHU MOJEKYJISIPHON OMOJIOTHH SBIICHUS HACJIEICTBEHHOCTH
npuoOpeNn KII0YEBOE 3HAUCHUC JUIsL TIOHMMaHUSl psa OHOJOTHUYECKUX

IMpoueCCOB, a TAKKC JJII MHOXKCCTBA BOIIPOCOB ITPAKTUKH.

2. XpomMocoMHasi TeOPHs HACIEACTBEHHOCTH

K xonmy XIX B. B pe3ynbrare NOBBIIIEHUS ONTHYECKUX KadyeCTB
MHUKPOCKOIIOB U COBEPIIEHCTBOBAHUS LIMTOJIOIMYECKUX METOIOB BO3MOYKHO CTAJIO
HaOM0AaTh MOBEACHUE XPOMOCOM B ramerax u 3urorax. Eme B 1875 r. I'eprBUT

O6paTI/IJ'I BHUMAHUEC Ha TO, YTO IIpU OINIOAOTBOPCHHMU AWILl MOPCKOro <xKa



IIPOMCXOJUT CIUSHUE JBYX SJIEp - sApa CrepMus M sapa sunekiaetku. B 1902 .
boBepr NPOAEMOHCTPUPOBAT BAXKHYIO POJb SApa B PEryIsIUM Pa3BUTHSA
NPU3HAKOB OpraHu3ma, a B 1882 r. @dneMMUHT omnucan MOBEICHHE XPOMOCOM BO
BpEMsI MUTO3a.

B 1900 1. 3akoHbl MeHpenst ObUTM BTOPUYHO OTKPBITHI U JIOJKHBIM 00pa3oM
OIICHEHBI MOYTH OAHOBPEMEHHO W HE3ABUCHUMO JPYT OT JIpyra TPEMsl YYEHBIMH - 1€
®puzom, Kopperncom n YUepmakom. Koppenc chopmymnupoBan BeIBoaAbI MeHemns B
NPUBBIYHOM HaM (opMe JBYX 3aKOHOB M BBENl TEPMHH «(PakTop», TOrna Kak
MeHnenps [ ONWCAHUS E€OUHULBI HACJIEICTBEHHOCTH IIOJIb30BAJICSA CIOBOM
«oneMmeHT». IlozmHee amepukaHen YwibsiM COTTOH 3aMETWI  YIWBUTEIBHOE
CXOACTBO MEXJy TIIOBEJACHUEM XpOMOCOM BO BpeMs O0pa3oBaHUS TrameT M
OILJIOJIOTBOPEHUS U TIepeaadeil MeHICIeBCKIX HACIEICTBEHHBIX (PAKTOPOB.

Ha ocHoBaHnM u310KEHHBIX BbIIE JaHHBIX COTTOH M boBepu BbICKa3anu
MHEHHE, YTO XPOMOCOMBI SIBIISIIOTCSI HOCUTEISIMU MEHJENEBCKUX (HaKTOpPOB, U
c(hopMyIMpPOBAIN TaK HA3bIBAEMYI0O XPOMOCOMHYI0 TE€OPHIO HAC/IeICTBEHHOCTH.
CormacHo »3TOM TeopuH, Kaxknaas mapa (aKToOpoB JIOKaJu30BaHa B TMape
TOMOJIOTUYHBIX XPOMOCOM, MPHYEM Ka)XJas XpPOMOCOMa HECET II0 OJHOMY
dakropy. Ilockoiabky 4YHCIIO TPU3HAKOB Yy JIIOOOrO OpraHM3mMa BO MHOIO pa3
OosibllIe YHUCIIa €ro XpOMOCOM, BHUJIUMBIX B MHUKPOCKOIN, Kaxkaas Xpomocoma
JI0JKHA COJIEPKaTh MHOXKECTBO (haKTOPOB.

B 1909 r. Horancen 3ameHmw1 TepMuUH (HakTop, O3HAYABIIMKA OCHOBHYIO
eIUHUILYy HACJIEJCTBEHHOCTH, TEPMUHOM TeH. AJbTepHaTHUBHbIE (OPMBI TEHA,
OTIpENIETISIONINE €ro MposBIEeHUE B (PEHOTHUIIE, HA3BAIN AJJICNIAMU. AJIIENIH - 3TO
KOHKpETHBIE (DOPMBI, KOTOPHIMU MOXKET OBITh MPEACTABICH T'€H, U OHU 3aHUMAIOT
OJTHO U TO K€ MECTO - JIOKYC - B TOMOJIOTUYHBIX XPOMOCOMAX.

HacneacTBeHHOCTD - IIPUCYIIIEE BCEM OpraHM3MaM CBOWCTBO IOBTOPSTh
B pALy IOKOJIEHUH OJMHAKOBBIE TPU3HAKM M  OCOOEHHOCTH  Pa3BUTHS;

00yCJIOBIEHO TNeperayeil B IpPOLECCE PAa3MHOXKEHUS OT OJHOIO IOKOJIEHHS K



JIPYroMy MaTepHaldbHBIX CTPYKTYpP KJIETKH, COIEPX AIIUX MPOrpamMMbl pa3BUTHS
U3  HUX  HOBbIX ocoOeil. Tem caMbIM HAaCIEACTBEHHOCTh OOECIIEUUBAET
IIPEEMCTBEHHOCTh MOP(HOIOTHYSCKON, (DU3UONOTHYSCKOH H  OMOXHMHYECKOM
OpraHM3allid >KHUBBIX CYIIECTB, XapakTepa WX UHAWBUIYATbLHOTO Pa3BUTHUS, WU
oHTOreHe3a. Kak oO01ie0nonornyeckoe sIBICHHE HACJIEICTBEHHOCTD - BayKHEHIIIEee
yCIIOBHE CyIIEeCTBOBaHUS AU(PGEpeHIIMPOBAHHBIX (DOPM KM3HU,  MPU3HAKOB
OpPraHu3MOB, XOTSI OHO HApYIIAETCS U3MEHYMBOCTHIO - BOSHUKHOBEHHUEM PA3IUUUI
MEXIy OpraHu3MaMu. 3aTparuBasi camble pa3HOOOpa3Hble MPU3HAKU HAa BCEX
JTarax  OHTOIEHEe3a  OpPraHu3MOB,  HACIEJICTBEHHOCTh  MPOSBISAETCS B
3aKOHOMEPHOCTSAX HACJIEIOBaHMS MPU3HAKOB, T. €. MEpeJadd HX OT pPOAUTENEH
MOTOMKaM.

Cuensienne. Bce cutyanmmm u mpumepsl, oOCyXIaBIIdecs IO CUX TIOp,
OTHOCWJIMChH K HACIIEJOBAHUIO T'€HOB, HaXOJSIIMXCS B pa3HbIX Xpomocomax. Kak
BBISICHWJIM LUTOJIOTH, Y YEJIOBEKAa BCE COMATHYECKHE KIETKH coiep:kar mo 46
xpomocoM. [lockonpKy uenoBeK OO0JalaeT ThICSYaAMU PA3IUYHBIX MPU3HAKOB -
TaKuX, HampuMep, Kak rpynmna KpoOBH, LIBET IVa3, CIOCOOHOCTb CEKPETHPOBATH
WHCYJIVH, - B KOKJIOH XpOMOCOME JOJPKHO HAXOAUTHCS OOJIBIIIOE YHCIIO TEHOB.

I'enbl, nexamuye B ONHOW M TOM XK€ XPOMOCOME, HA3bIBAIOT CIEIJIEHHBIMU.
Bce rensl kakoil-mubo OMHON XpOMOCOMBI 00pa3yloT TPYMIY CLEIJICHUS; OHU
0OBIYHO TOMAIal0T B OJIHY TAMETY U HacJenyloTcsi BMecTe. Takum 00pa3oM, reHbl,
npuHAJJIeKalIMe K OJHOM TpyMnme CIEIUIeHUs, OObBIYHO HE IMOMAYUHSIOTCS
MEHJIEJIEBCKOMY TPUHLMIY HE3aBUCUMOro pacmnpeaeneHus. I[loatomy mnpu
JTUTHOPHIHOM CKPEIIMBAHUM OHHM HE JAOT okupaemMoro otHomeHus 9:3:3:1. B
TaKUX CIydasx MOJIY4YaloTCs CaMble Pa3HOOOpa3HbIE COOTHOMIEHUS. Y APO30(UITBI
TeHbI, KOHTPOJIMPYIOIIUE OKpPACKy Tejla W [JJIMHY KpbUla, TMPEICTABICHBI
CIEeIyIOUMMHU TIapamMH ajieneil (Ha30BeM COOTBETCTBYIOIIME MPU3HAKU): CEpoe
TEJIO0 - YEPHOE TEJO, IJIMHHBIE KPbUIbS - 3a4aTOYHbIE (KOpOTKHE) KpbUibs. Cepoe

TEJIO U JJIMHHBIC KPbUIbA JOMUHHPYIOT. Okuaemoe oTHoIIeHne GpeHoTunos B F2



OT CKpPEIIMBAHUS MEXIY TOMO3UTOTONW C CEPhIM TEJIOM U JJUHHBIMHU KPbUIbSIMU H
TOMO3UTOTOM C YEPHBIM TEJIOM M 3a4aTOYHBIMH KPBUIBSIMHU JOJKHO COCTaBUTH 9: 3:
3: 1. Dro yka3pBaio Obl Ha OOBIYHOE MEHJEIEBCKOE HACIEIOBAHUE TIPH
JUTHOPUIHOM CKpPELIMBAaHUK, OOYCJIOBIEHHOE CIy4YalHBIM paclpenesieHueM
T€HOB, HaXOJALIUXCA B Pa3HbIX, HETOMOJOTUYHBIX XpoMocoMax. OJHAKO BMECTO
sToro B F2 ObUIM MOJTyYeHbl B OCHOBHOM POJUTENbCKHAE (DEHOTUIIBI B OTHOLLICHUU
npuMepHo 3: 1. DTo MOXKHO OOBSCHUTD, MPEONOKUB, YTO TEHBI OKPACKHU TEJa U
JUIMHBI KpbLIa JOKAJIU30BaHbl B OTHOM U TOU e XPOMOCOME, T.€. CLEIIJICHBI.

[IpakTuuecku, oaHako, cooTHomieHWe 3:1 HuUKoOrga He HaOmomaeTcs, a
BO3HUKAIOT BCe 4YeThipe (peHoTumna. 310 oObSICHAETCA TEM, YTO KOJIKOE CIEIUICHHE
BCTpeyaeTrcsi penko. B OONBIIMHCTBE SKCIEPUMEHTOB M0 CKPEIIMBAHUIO MPH
HaJIUYUU  CHEIUIGHHWS TMOMHUMO MyX C  POAUTEIbCKUMHU  (PEHOTHUIAMHU
0OHapy>KMBaIOTCSI OCOOM C HOBBIMM COYETAaHUSIMU MPU3HAKOB. OTHU HOBBIE
(beHOTHUIBI HAa3bIBAIOT PEKOMOMHAHTHBIMU. Bce 3TO MO3BOMSIET AaTh clieayroliee
OTpe/ieNiCHUE CHeNJIeHMs: J1Ba Win Oojiee T€HOB Ha3bIBAIOT CLEIUIEHHBIMH, €CIU
NOTOMKH C HOBBIMH TE€HHBIMH KOMOWHAIUSIMU (PEKOMOMHAHTHI) BCTPEUAIOTCS
pexe, 4eM POAUTENIbCKUE (PEHOTUIIBI.

I'pynnbl  cueruieHuss W XpomMocoMbl. [eHeTHueckue ucciaenoBaHusA,
IPOBOJUBLIMECS B Hayaje HAaIEro BEKa, B OCHOBHOM OBbLIM HalpaBlieHbl Ha
BBISICHEHUE DPOJM T€HOB B Iepenade npu3HakoB. Paborsl Moprana ¢ mionoBoit
mytkoi Drosophila melanogaster nmokaszanu, 4To OOJBIIMHCTBO (DEHOTUITUYECKHUX
PU3HAKOB OOBEAMHEHO Y HEE B UEThIPE TPYIIIbI CUEIUICHUS U MPU3HAKU KaKI0H
IpyIIbl HACIEAYIOTCSI COBMECTHO. BBIIO 3aMEUEHO, 4TO YMCIIO TPy CUEIUICHUS
COOTBETCTBYET UHCIY AP XPOMOCOM.

N3yyeHnue Apyrux OpraHuM3MOB MPUBENIO K CXOAHBIM pesyabraram. [lpu
AKCIIEPUMEHTAJILHOM CKpPEIIMBAHUM Pa3HOOOPa3HBIX OPraHU3MOB OOHAPYKUIIOCH,
YTO HEKOTOpbIE IPYNIbl CIEMIeHUs: Ooyblie Apyrux (T.e. B HUX OOJbIlE FEHOB).

HSy‘-ICHI/Ie XPOMOCOM 3TUX OPraHM3MOB IMIOKa3aJI0, YTO OHU MMCIOT PA3HYIO AJIMHY.



Mopran nokazajl HaJIM4YM€ YETKOM CBSI3M MEXIy STUMU HaOmoaeHusMu. OHU
NOCIYKWIH  JOINOJHUTEIBHBIMU  MOATBEPKIACHUAMHU JIOKAJU3allUM T'€HOB B
XpPOMOCOMaX.

OCHOBHbBIE MOJI0KEeHUS] XPOMOCOMHOM TEOPUM HACJIEACTBEHHOCTH:

1. TeHbl pacnonararoTcs B XpOMOCOMAaX,pa3InyHbIe XPOMOCOMBI COZIEpKAaT
HEOJMHAKOBOE YUCJIO T€HOB, HA0Op T'€HOB Ka)KJOW U3 HErOMOJIOIMYHBIX XPOMOCOM
YHUKAJIEH.

2. I'eHBI B XpOMOCOME PACIIONOKEHBI JIUHENHO, KAKIBIM TI'€H 3aHUMAET B
XpPOMOCOME OIPENIETIEHHBIN JTIOKYC (MECTO).

3. T'eHbl, pacnoJOXEHHbIE B OJHOW XpOMOCOME, OOpasylT TIpyIIy
CLEIUIEHUS U BMECTE (CLEIUIEHO) NEPENAOTCS IOTOMKAM, YUCJIO Py CLETUICHHUS
PaBHO rarIONIHOMY HAOOPYy XPOMOCOM.

4. CuemieHue He aOCONMIIOTHO, TaK Kak B Mpodasze Meio3a MOXKeT
IIPOUCXOIUTh KPOCCHUHIOBEP U TE€HBbl, HaXOJAUIUECAB OJHOM XPOMOCOME,
pazoOmatorcsi. Cuia CHEIIeHUs 3aBUCUT OT pPACCTOSHUSA MEXIY TIeHaMH B
XpoOMOcCOMe: 4eM OOJIbIlIe PaCCTOSHUE, TEM MEHBIIIE CHla CLUETUICHHS, U HAa00OpOT.
Paccrossane mexay TeHaMH H3MeEpsieTCsl B MPOLEHTax KpoccuHrosepa. 1%

KpPOCCHUHI'OBECpPA COOTBCTCTBYCT OI[HOﬁ MOpPraHuac.



3. I'eHeTHKAa MoJ1a

OcoOEHHO YeTKHMM TMPUMEPOM YCTAHOBJICHUS 3aBUCHMOCTU  MEXKIY
(EeHOTHUMHYECKUMHU TIPU3HAKAMU OPTAaHU3MOB M CTPOEHUEM MX XPOMOCOM CITYKHT
omnpeneneHue mosa. Y Apo3oduiibl (GEHOTUTIUYECKUE DPa3IUudus MEXIy JIBYyMS
MIOJIAMH SIBHO CBSI3aHBI C Pa3au4usiMH B XpoMocoMmax. [Ipu uzydeHun XxpoMocom y
CaMIIOB M CaMOK pPsiJa KUBOTHBIX MEXKIYy HUMHU ObUIM OOHAPYKEHBI HEKOTOPHIE
paznuums. Kak y My»XCKHX, TaK M Y )KEHCKHX 0CO0eH BO BCEX KIJIETKaX MMEIOTCS
napbl OJIMHAKOBBIX (TOMOJIOTMYHBIX) XPOMOCOM, HO IO OJHOU Mape XpOMOCOM OHU
paznuyaroTcs. OTO BaJOBbIE XpPOMOCOMBI (TerepocoMbl). Bce ocranbHbie
XPOMOCOMBI HAa3bIBAIOT AyTOCOMAMM. Y p030uIiIbl YETHIPE Mapbl XpoMocoM. Tpu
napel (II, III u IV) uaentuunsl y oboux mnosnoB, HO mapa I, cocrosmas us
UJCHTUYHBIX XPOMOCOM Y CAaMKH, pPa3IM4yaeTcs y camia. OTH XPOMOCOMBI
Ha3bIBalOT X - U Y - XpOMOCOMaMmu; IeHOTUIl caMku XX, a camna - XY. Takue
pa3IUYMs 10 MOJOBBIM XPOMOCOMaM XapaKTEPHBI /Il OONBIIMHCTBA KUBOTHBIX, B
TOM YHCJIE JJIs1 YeTIOBeKa, HO Y ITHIl U y 0abouek HaOmoqaeTcst oOpaTHasi KapTUHA:
y CaMOK MMEIOTCS XpOMOCOMBI XY, a y caMIOB - XX. Y HEKOTOPBIX HACEKOMBIX,
HalpuMep y MOPSIMOKPBUIBIX, Y - XpOMOCOMBI HET BOBCE, TAK YTO CaM€l] UMEET
reHotun XO.

[Ipu rameTorene3e HaOMOAAETCS TUIMMMYHOE MEH]IETIEBCKOE PACIICIICHUE 110
MOJIOBBIM XpoMocomaM. Hampumep, y MIEKONMUTAIOMMNX KaXI0€ SUIO0 COACPKHUT
oHy X - XpOMOCOMY, MOJOBHHA CHEPMHEB - OIHY X - XpOMOCOMY, a Apyras
IIOJIOBMHA - OAHY Y - XpoMocoMmy. 11o moromka 3aBUCUT OT TOTO, KAKOW CIIEpMUI
OIUIOJIOTBOPUT SULEKIIETKY. [1on ¢ reHoTrnom XX Ha3bIBalOT FOMOTraMeTHBIM, TAK
KaKk Yy Hero oOpa3yloTcs OJIMHAKOBBIE TaMeThl, COJAEpKAIUE TOIbKO X -
XPOMOCOMBI, @ OJI ¢ TEHOTUNIOM XY - reTeporaMeTHbIM, TaK KakK IM0JOBUHA FaMeT
CONEPXKUT X-, a MOJIOBHUHA - Y - XpOMOCOMY. Y 4YE€JOBEKa I'€HOTUIIMYECKUH IT0JI

JAHHOI'0 HWHAWBUAYYMaA OIPCACIIAIOT, HM3ydasd HCACIIAIUCCA KIICTKH. OI[Ha X -



XpPOMOCOMa BCETZla OKAa3bIBAE€TCA B aKTUBHOM COCTOSSHMHM M UMEET OOBIYHBIMA BH/I.
Hpyras, ecinu oHa UMeeTcsi, ObIBaeT B MOKOSIIEMCS] COCTOSIHUU, B BUJIE TJIOTHOTO
TEMHO - OKPAIIEHHOI'O TeJblia, Ha3bIBaeMoro Tenplem bappa. Hucno tenen bappa
BCEI/la Ha €IMHUILY MEHBIIIE YUCa HATUYHBIX X - XpOMOCOM, T.e. y camia (XY) ux
HET BOBce, a y caMku (XX) - Toiapko 0aHO. yHKIHS Y - XpOMOCOMBI, OYEBUTHO,
BapbUPYET B 3aBUCUMOCTH OT BUJA. Y 4YeJOBEKa Y - XpOMOCOMAa KOHTPOJUPYET
IU(pPEepeHIUPOBKY CEMEHHHMKOB, KOTOpas B JajbHEHIEM BIHUSET Ha pPa3BUTHE
MOJIOBBIX OPTaHOB M MY>KCKHX MPHU3HAKOB. Y OOJNBIIMHCTBA OPTaHU3MOB, OJTHAKO,
Y - XpoMocoMa HE COAEpPKHUT I€HOB, MMEIOIIMX OTHOLICHHE K moiy. Ee maxe
HAa3bIBalOT N'€HETUYECKU MHEPTHOM WJIM T€HETUYECKHU IIyCTOM, TaK KAK B HEM OUYEHb
Mano reHoB. Kak mnomnarawotr, y Apo30Quibl Te€Hbl, ONPEACNAIONUe MY>KCKUE
OpU3HAKU, HAXOJITCS B ayTocomMax, M uX (eHotunuueckue SPEGEKThI
MAaCKHUpPYIOTCA HajmuyueM mnapel X - XpOMOCOM; B IIPUCYTCTBUM OIHOU X -
XpPOMOCOMBI MYKCKHE MPU3HAKHA MPOSBISAIOTCA. OTO NPUMEDP HACJeI0BAHMS,
OrPAHUYEHHOI0 MOJIOM (B OTJIMYME OT HACJIEIOBAaHUS, CLEIIEHHOIO C IOJIOM),
IIPYU KOTOPOM, HaIlpUMEDP, Y JKEHILNH IMOAABIAIOTCS T€HbI, 1ETEPMUHHAPYIOIINE POCT
OOpOIbI.

Mopran 1 ero COTpyJHUKM 3aMETWJIA, YTO HACJIEHOBAHUE OKPACKHU IVIa3 y
Ipo30(pMIIbI 3aBUCUT OT MOJIa POAUTEIBCKUX OCOOEH, HEeCyluX ajbTepHATUBHBIC
amtenu. KpacHas okpacka mia3 aoMuHupyeT Haj Oenoil. Ilpu ckpemnBanuu
KpacHOIIa3oro camma c Oenormazoil camkoi B F1, momyuyanu paBHOE YHCIIO
KpacHOINIa3blX CaMOK M Oenomia3pix camioB. OJHAKO MpU  CKpEHIMBaHUU
Oemnoriia3oro camiia ¢ KpacHomnaszoi camkoi B F1 Oblu mosydeHbl B paBHOM YHUCIIE
KpacHomIasele caMmiubl U caMmku. IIpu ckpemmBanum 3tux Myx Fl1, mexay coboit
OBUIM MOJIy4eHbl KpacHOIJIa3ble CAMKH, KpaCHOIIIa3ble U Oelloria3ble camilbl, HO He
ObUIO HU OHOM Oernornazoi camMku. TOT (pakT, 4TO y CaMIIOB YacTOTa MPOSIBICHHUS
PELIECCUBHOTO TMpHU3HAaKa ObUIa BHINIE, YEM Yy CaMOK, HAaBOAWJI Ha MBICIb, UYTO

PELIECCUBHBIA  ajiellb, OMNpEACNSIIOMA  Oenornia3octb, HaxoauTcas B X -



XpomMocome, a Y - XpoMocoMa JIMIIEHa reHa OKpacku 1mia3. YToOwsl mpoBepUTh 3Ty
runoresy, Mopran CKpecTHsl HMCXOJHOro OeJoria3oro camiia ¢ KpacHOIIa30u
camkoit u3 F1. B motoMcTBe OBLIN MONy4YeHBI KPACHOTIIa3bie M OEJIOTyIa3bie CaMIlbl
u caMmKkd. M3 aToro Mopran cnpaBeiiMBO 3aKIOYWI, YTO TOJBKO X - XpoMOcOMa
HECeT T'eH OKpacku ma3. B Y - XpoMocoMe COOTBETCTBYIOILETO JIOKyCa BOOOILE
HET. OJTO SIBJIEHUE HM3BECTHO MOJ HA3BaHUEM HACJIeIOBAHMS, CLENJIEHHOI0 ¢
nmojioM. OTta ocobas ¢dopma CIHEIJICHUs] I03BOJISCT OOBSCHUTH HACJCIOBaHHUE
MIPU3HAKOB, CUECIUICHHBIX C TMOJIOM, HAIPUMEP LBETOBOM CJEIMOTHI, PaHHETO
0OJBICEHHS U TEMO(PUIIMH Y YEJIOBEKA.

I'emoduiusa - CUEIUICHHBIN C MMOJIOM PELECCUBHBIN MPU3HAK, IIPU KOTOPOM
HapymiaeTcsi oopazoBanue Qakropa VIII, yckopsromero cBepreiBanue KpoBu. ['eH,
netTepMuHHApYtonuil cuaTe3 ¢akropa VIII, Haxomurcs B yuactke X - XpOMOCOMBI,
HE HWMEIOIIEM TOMOJIOra, W TMPEACTABICH JBYMs aJUICIsIMA - JOMHUHAHTHBIM
HOPMAJIbHBIM M PELIECCUBHBIM MYTAHTHBIM.

Bo3MmoxxHBI CICAYIOIIHNEC I'CHOTHUIIBI 1 (1)eHOTI/IHI)IZ

I'enoTun deHoTHUI

XHXH HopMasibHas xeHIuHa

XHXh HopmanbHas skeHIHa (HOCHUTEb )
XHy HopmasbHbiil MyX4urHa

XhY MyxuuHa - reMO(UIUTHK

Oco0eli XKEHCKOro MOoJIa, TEeTEPO3UTOTHBIX MO JIFOOOMY M3 CLEIUIEHHBIX C
MOJIOM TPU3HAKOB, HA3bIBAIOT HOCUTEISIMH COOTBETCTBYIOIIETO PELECCUBHOTO
reHa. OHU (EHOTUNIMYECKH HOpMalbHbI, HO TIOJOBHMHA MX TaMeT HeCeT
peueccuBHbId reH. HecMoTpss Ha HaiMuyue y OTIa HOPMAajJbHOIO I'€HA, CHIHOBBS
Matepeit - HocuTesned ¢ BeposiTHOCThIO 50% OyayT ctpaaarh remodunueid. OT
Opaka KEHIIMHBI - HOCUTENS C HOPMAJIbHBIM MYXYHUHONH MOTYT POAUTHCS JETH C
paznuuHbiMu  QeHoTunamu. OOuH M3 HaubOosee XOpoLIo JOKYMEHTHPOBAHHBIX

IPUMEPOB HACJIEOBaHUSA TeMO(PHINKA MBI HAaXOIWM B POAOCIOBHON MOTOMKOB



aHmMiickoi koposieBbl Buktopuu. Ilpeamnonararotr, 4To reH reMoQuind BO3HUK B
pe3ynbrare MyTalUH y CaMOW KOpoJIeBbl BuKropuu wWinm y OIHOIO U3 €€

poaUTEIIEH.



4. Tunbsl myTanui

MyTaumed Ha3bIBalOT HM3MEHEHHE KojnuecTBa WM CTpykrypel JIHK
JAHHOTO opraHu3ma. MyTanusi IpUBOAUT K U3MEHEHHUIO TEHOTUIIA, KOTOPOE MOMKET
ObITh YHAcCJIEJIOBAHO KJIETKaMHU, MPOUCXONAIIMMU OT MYTAHTHOM KIIETKH B
pe3ynbrare MuTO3a WM MeHo3a. MyTHpOBaHHE MOXKET BBI3bIBATh H3MEHEHUS
KaKUX-JINOO MPU3HAKOB B MOMYJISIMKU. MyTaluu, BOSHUKIINE B MOJOBBIX KJIETKaX,
NEPENatTCs CIEAYIOIMIMM TOKOJICHUSIM OpPraHUu3MOB, TOIJa Kak MyTalud B
COMAaTMYECKHX  KJIETKaX  HACIEAYKOTCA  TOJIBKO  JOYEPHUMM  KIIETKaMHU,
00pa30BaBIIMMHUCS ITyTEM MUTO3a, U TAKWE MyTallUU Ha3bIBAIOT COMATUYECKUMHU.

MyTtanuy, BO3HUKAIOUIME B  pe3ylbrare H3MEHEHUS 4HCIa WU
MaKpOCTPYKTYPbl XpPOMOCOM, M3BECTHBI I10/] HA3BAHUEM XPOMOCOMHBIX MyTALM I
WIM XPOMOCOMHBIX abeppanuil (mepectpoek). MHorma XpoMocOMbl TaK CHUIIBHO
U3MEHSIOTCS, YTO 3TO MOXKHO YBUIETh NOJ MUKpPOCKONoM. Ho TepMuH «MyTamus»
UCIIOJNIb3YIOT TJIaBHBIM 00pa3oM s oOo3HaueHuss uaMeHenusi ctpykrypsl JJHK,
KOIZ1a MPOUCXOAMT TAK Ha3bIBa€Masl FeHHasi, MJIM TOYEYHasl, MyTallus.

[IpencraBieHne 0 MyTanuy Kak O NMPUYMHE BHE3AIHOTO IOSBJIEHUS HOBOTO
npu3Haka ObuTo BriepBbie BBIABUHYTO B 1901 I romnmanackum 6otanukom ['yro ne
®puzoM, H3y4YaBIIUM HACIEACTBEHHOCTh Yy »HOTephl Oenothera lamarckiana.
Coycts 9 ner T.Mopran Hadan u3y4arb MyTalld y Apo30(Quibl, U BCKOpPE MPHU
y4acTUM TE€HETUKOB BCEro MuUpa y Hee Obulo uaeHtuduiuporaHo Oosee 500
MYyTalum.

I'ennble MyTanumn. BhHe3anHble CHOHTaHHBIE W3MEHEHHS (EHOTHUIIA,
KOTOpbIE HENb3s CBA3aTb C OOBIYHBIMA TE€HETHUYECKMMHU SIBICHUSMHU WIIU
MUKpPOCKOIIMYECKUMH JaHHBIMH O HAJU4YMM XPOMOCOMHBIX abeppaliuii, MOXHO
OOBSICHUTh TOJBKO M3MEHEHUSMH B CTPYKTYpe OTIEIbHBIX IeHOB. [ eHHas, wiu
TOYeyHass (MOCKOJIBKY OHAa OTHOCHUTCS K OIPENEIEHHOMY TIE€HHOMY JIOKYCY),

MyTaluAa - pe3yJibTaT U3MCHCHUSA HYKHGOTHHHOﬁ IMOCJICAOBATCIIbBHOCTHU MOJICKYJIbL



JHK B  omnpemeneHHOM  y4acTke  XpoMOCOMBl.  Takoe  M3MEHEHHE
MOCJIEAOBATEIBHOCTH OCHOBAaHMM B JITaHHOM T€HE BOCIPOU3BOAMUTCS MPH
TpaHckpunuuu B crpykrype M-PHK w  npuBogur k  u3MeHeHwHo
MOCIIC0BATEIbBHOCTH aMUHOKHUCIIOT B MOJMIENTHAHON Ienu, oOpa3yromeics B
pe3yabpTare TpaHCISIUU Ha pubocomax.

CymecTBylOT  pa3jauyHble THUIBI TEHHBIX MYTalMi, CBA3AHHBIX C
N00aBICHUEM, BBIMAJEHUEM WM TEPECTAHOBKOM OCHOBAaHMM B TeHE. OTO
IOYIUTMKALMKM, BCTaBKH, JEJIE€HUM, WHBEPCUU WIM 3aMEHbl OCHOBaHMI. Bo Bcex
CIy4YasX OHM MNPHUBOIAT K H3MEHEHHUIO HYKJICOTHIHOW IOCIEAOBATEIBHOCTH, a
4acTo - W K 0Opa3oBaHUI0O M3MEHEHHOTo mnojunentuaa. Hampumep, aenenus
BBI3BIBAET C/IBUT PAMKH.

Hesenun - (yrpara), XpOMOCOMHasi MyTalusi, IPU KOTOPOU MPOUCXOAUT
1oTepsi OTHOTO U3 BHYTPEHHUX (HE KOHIIEBBIX) YYACTKOB XPOMOCOM.

JAynaukanus - (YIBOCHHE), XpOMOCOMHAsI MyTallusi, IpU KOTOPOH OAMH U3
Y4aCTKOB TIPEICTABIICH B XPOMOCOMHOM Habope 6ojiee 0HOTo pasa.

NuBepcust - XpoMOCOMHasi MyTalMs, BO3HHMKAIOLIAs a PE3yabTare ABYX
paspelBOB M IOBOpOTa ydacTka xpomocoMbl Ha 180°. Tlpum sTOM
MOCJIEIOBATEIbHOCTh TEHOB U3MEHSETCSI Ha 00paTHYIO.

Nucepumuss - BcTaBka IepeMENIAIONIErOCs TIE€HETUYECKOro JJIEMEHTa a
KaKoe-TO HOBOE MECTO Ha XpOMOCOME WJIH IIJIa3MHU/JIE; YaCTO BEAET K 00pa30BaHUIO
MHCEPIMOHHBIX T'€HHBIX MyTallUH.

['enHple MyTaluM, BO3HUKAIOIIME B TaMeTax WIM B OyZylIUMX IMOJIOBBIX
KJIETKaxX, IEePEAArOTCs BCEM KJIETKaM IIOTOMKOB M MOTYT BIIMSATH HA JaJbHEUIIYIO
cynbOy mnomymsinuu. CoMaTHyecKHe TeHHble MYTAUMH, MPOUCXOIANINE B
OpraHu3Me, HACIEAYIOTCS TOJNbKO TEMH KIETKaMHu, KOTOpble 00pasyloTrcs u3
MYTaHTHOW KJIETKM IyTeM MHTO3a. OHM MOTYT OKa3arb BO3JCHCTBHE Ha TOT
OpraHu3M, B KOTOPOM OHH BO3HHMKJIM, HO CO CMEpPTbIO OCOOM HCUE€3al0T U3

FGHOCI)OHI[a MOMmyJIsIINH. Comarunueckue MyTallu, BCPOATHO, BO3HUKAKOT OYCHDL



YacTO M OCTalTCS HE3aMEUCHHBIMM, HO B HEKOTOPBIX CIydasX IpU STOM
00pa3yloTcs KJIETKU C MOBBIIIEHHOW CKOPOCTBIO POCTa M JACNIEHUS. DTU KIETKH
MOTYT JlaTh Ha4yaJo OMyXOJlsM - JUO0O0 J0OpOKauYeCTBEHHBIM, KOTOPHIE HE
OKa3bIBalOT 0COOOr0 BIMSHUS Ha BECh OPraHU3M, JIMOO 3J0KAY€CTBEHHBIM, YTO
MPUBOJUT K PAKOBBIM 3a00JICBAaHUSM.

OddexThl TeHHBIX MyTalUid Ype3BbIYAHO pa3zHooOpa3Hbl. bosbinas yacth
MEJKUX TEHHBIX MyTaluil (PEHOTUIIMYECKH HE TMPOSBISIETCS, TMOCKOIbKY OHH
PELIECCUBHBI, OJJHAKO U3BECTEH PsJl CIy4aeB, KOT/Ia U3MEHEHHE BCETO JIUIIb OTHOTO
OCHOBaHMSI B OIPEACICHHOM I'€HE OKa3bIBaeT IyOOKOe BIUsSHHE Ha (HDEHOTHIL.
OaHuM U3 MPUMEPOB CIYXKHUT CEPHOBUIAHOKIETOYHAs aHEeMHs - 3a0oJeBaHUE,
BBI3BIBAEMOE y YEJIOBEKA 3aMEHOM OCHOBAHUS B OJJHOM U3 F€HOB, OTBETCTBEHHBIX
3a cuHTe3 remomtoonmHa. OT CTPYKTYphl TOJUIENTHUIHBIX TIIETICH 3aBUCHUT
CIIOCOOHOCTh  MOJIEKYJIbl TeMOIJIOOMHa MEPeHOCUTh Kuciopona. W3meHeHue
MOCJIEAOBATEIBHOCTH OCHOBAHMI B TPUILIETE, KOAUPYIOLIEM OJHY ONPEACICHHYIO
aMUHOKUCTIOTY U3 146, NpPUBOAUT K CHHTE3y aHOMAJIBHOTO TeMOIIOoOMHA
ceprioBuiHbIX KieTok (HbS). IlocnenoBarenbHOCTH aMUHOKHUCIOT B HOPMAJIbHBIX
U aHOMAJIbHBIX IEMAX Pa3IMYaroTCs T€M, YTO B OJJHOM TOUKE aHOMAJIbHBIX IIeTei
reMorio0MHa-S TIIyTaMHI0Basi KUCI0Ta 3aMellleHa BaIMHOM. B pesynbrare Takoro,
Ka3aJIoch Obl, HE3HAUUTEIHLHOTO U3MEHEHUS TeMOTIIOONH S KPUCTAIITU3YETCS TIPH
HU3KHUX KOHIICHTPAIUAX KUCIOPO/Ia, a TO B CBOIO OUEpe/b IPUBOAUT K TOMY, YTO B
BEHO3HOM KpPOBHU JPUTPOLUTHI C TAaKUM TeMONIOOMHOM AehOpMUPYIOTCS (M3
OKPYIVIBIX ~ CTAHOBSITCA ~ CEPHOBUAHBIMH) U OBICTPO  pa3pyllIaroTcs.
®duznonornueckuii dQPEKT MyTalMu COCTOUT B PA3BUTHH OCTPOW aHEMUU H
CHIKEHUM KOJIMYECTBA KHUCIIOPOJA, MEPEHOCUMOTO KPOBBbIO. AHEMHSI HE TOJIBKO
BBI3bIBACT (DU3UYECKYIO CJIAa00CTh, HO W MOXET MPHUBECTH K HaPYIICHUSM
NEATEIIbHOCTH CEepAlla M TMOYEeK M K paHHEH CMEPTH JIIOIEHW, TOMO3UTOTHBIX IO
MyTaHTHOMY ajielil0. B TeTepo3UroTHOM COCTOSSHMHM 3TOT aJIJIEdb BbI3BIBAET

3HAYUTEIPHO MEHBIINH 3(PQEKT: HSPUTPOLUTH BHINISIAT HOPMAIbHBIMHU, a



QHOMAaJbHBI TEeMOIJIOOMH COCTaBisieT ToJbko Okojo 40%. VY rerepo3uror
pa3BUBAETCsl aHEeMMUs JIUIIb B cliaboil ¢popMe, a 3aTo B TeX 007aCTsIX, I7I€ MIHPOKO
pacnpocTpaHeHa Maisgpusi, ocoOeHHO B Adpuke u A3uM, HOCHUTEIM ajUIens
CEPIIOBUIHOKIETOYHOCTH HEBOCIPUUMYHBBEI K 3TOW O0OJE3HU. DTO OOBSICHIETCS
TE€M, 4YTO €€ BO30yIMTENb - MAJSPUUHBIMA IJIA3MOAMA - HE MOXET >KUTh B
PUTPOLIUTAX, COACPKAIIUX AaHOMAIbHBIA TEMOTIIOOHH.

3HauyeHue myrTanmid. XpOMOCOMHBIE W TE€HHbIE MYTallUHd OKa3bIBAIOT
pa3HoOOpa3Hble BO3ACUCTBUSA HA OpPraHuW3M. Bo MHOTHX Ciy4asXx 3TH MyTalud
JETAIbHBI, TaK KaK HApPYLIAKT Pa3BUTHE; y YEJIOBEKa, Harpumep, okoio 20%
OepeMEHHOCTEH 3aKaHUYMBAIOTCS €CTECTBEHHBIM BBIKUJIBIIIEM B CPOKH A0 12
Helelab, M B IIOJIOBUHE TaKUX CIIy4aeB MOXXHO OOHapyX HUThb XpPOMOCOMHbBIE
aHoOMaJIMU. B pe3ynbrare HEKOTOPBIX XPOMOCOMHBIX MYyTaI[Uil ONPEAEIICHHBIE T€HbI
MOTYT OKa3aTbCs BMECTE, U MX OOMmMI 3P(EKT MOXKET MPUBECTH K IMOSBICHUIO
KaKoro-1mbo «OnaronpuaTHoro» mnpusHaka. Kpome Toro, cOnmkeHne HEKOTOPBIX
T€HOB JIpyr C JPYrOM J€JaeT MEHEE BEPOSATHBIM HMX Pa3leJICHHE B Pe3ysbTare
KPOCCHHIOBEpA, a B Clly4ae OJaronpusaTHBIX T€HOB 3TO CO3/1A€T MPEUMYIIECTBO.

I'enHas myTtaiusi MOXKET NPHUBECTH K TOMY, YTO B OIPEACIICHHOM JIOKYyCe
OKa)KETCA HECKOJBKO ajulesieil. DTO yBEIMYMBAECT KaK IE€TEPO3UTOTHOCTHh TaHHOU
HOMYJSUU, TaK U €€ TeHOQOH], U BEIET K YCHJICHUIO BHYTPHUIOMYISIIMOHHON
M3MEHUYMBOCTHU. [lepeTacoBka reHOB Kak pe3yJbTaT KPOCCUHIOBEPA, HE3aBUCUMOIO
pacnpeneneHusi, CIy4alHOrO OIUIOJOTBOPEHHMS W MyTalUid MOXKET MOBBICUTH
HEIMPEPBIBHYI0 W3MEHYMBOCTb, HO €€ SBOJIOLMOHHAS POJb YacTO OKa3bIBAETCS
Opexonsleii, Tak KaK BO3HHUKAIOUIME IPU STOM H3MEHEHHS MOTYT OBICTpO
CIVIAIUTHCSI BCIIEJCTBUE «yCpeAHEHUs». UTO K€ KacaeTcs INeHHbIX MYTAlHi, TO
HEKOTOPbIE M3 HUX YBEJIMYMBAIOT JMCKPETHYIO H3MEHYUBOCTH, U 3TO MOXKET
OKa3aTh Ha MOMYJISIUIO Oosiee TTy0oKoe BIUsiHUE. BONBIIMHCTBO TEHHBIX MYTAaIIHM
pPELECCHBHBI 10 OTHOUIEHUIO K «HOPMAJIbHOMY» aJUIENI0, KOTOPBIM, YCIENIHO

BBIJICPIKAB OT60p Ha IPOTSKCHHUU MHOTI'MX HOKOJ’IGHHﬁ, AOCTHUTI'HYJI TCHECTUYCCKOI'O



PAaBHOBECHS C OCTaJbHBIM T'€HOTUIOM. DbDyAydn penecCHBHBIMH, MYTAHTHBIE
aJUIeJIM MOT'YT OCTaBaTbCs B IOINYJISALUU B TCUCHUE MHOI'MX IIOKOJIEHUH, II0KAa UM
HE yIacTCsA BCTPETUTHCS, T. €. 0Ka3aTbCs B TOMO3UTOTHOM COCTOSIHUM U IIPOSBUTHCS
B (penortune. Bpemsa oT BpeMEHHM MOTYT BO3HUKAaTh U JOMHUHAHTHBIC MyTaHTHbBIC
aJIeNu, KOTOpble HEMEIJIEHHO Jal0T (PEHOTUNMYECKUM 3P PEKT.

JdaBjieHHe MYTAllMOHHOE - W3MCHEHHUE COOTHOLUECHMS YacTOT aJlIeiei
HOMYJSUUU BCIEACTBUE Pa3HOM BEPOSTHOCTU NPSIMBIX M OOpaTHBIX MyTalui
KaKoro-imbo reHa. B pesynbrare yBeIMUYMBAETCS 4YacCTOTA TOTO AJUJIEJNSI, B CTOPOHY
KOTOPOTr0 MYTALlMHM MPOUCXOAAT ¢ Oosblield yacTtoroil. Ilpu paBHON BEpOSTHOCTH
OpsIMBIX M OOpaTHBIX MyTallMii MYTAallMOHHOE JaBJIECHUE MCUE3AET, U B MOIMYJISALUH

HACTYIIaCT paBHOBCCHOC COCTOAHUC.



5. Tunbl BpOKACHHBIX AaHOMAJINH

IlaToreneTuka - Hayka O T€HETUYECKH JCTEPMUZHPOBAHHBIX OOJNE3HAX U
3a00J€BaHMsIX, T.€. B  OCHOBE  KOTOPBIX  JIGKHUT  HAacJeICTBEHHas
MPEAPACIIONOKEHHOCTh. CIeayeT pa3nnyarh MOPOKU Pa3BUTHSI, HACIEICTBEHHYIO
HEJOCTAaTOYHOCTh U YPOJCTBA.

ITopoxku pa3BuTHA - 3TO COBOKYIHOCTb OTKJIOHEHHW OT HOPMBI,
BO3HUKarwmass B  OHToreHese. HaciieacrBeHHasi HeIOCTATOYHOCTH  —
HE3HAYUTEIIPHOE OTKJIOHEHHWE OT HOPMBI, MPH KOTOPBIX aJaNTalMOHHbIC
COCOOHOCTH B  ONPEIEICHHBIX YCIOBHUSIX CpEObl IMOYTH HE HapyIICHBI.
YpoacrBaMu Ha3bIBalOT CTOMKHE OTKJIOHEHUS] OpraHW3Ma WA €ro 4acTred OT
HOPMAaJIbHOTO aHATOMUYECKOTO CTPOEHHS. YPOJICTBA N3YUaAET HAyKa TEPATOJIOTHA.

JleranbHble reHbl. V3BECTHBI Cllydad, KOIJIa OAWH T'€H MOXET OKa3bIBaTh
BJIMSHUE Ha HECKOJbKO IPU3HAKOB, B TOM YHUCJIE Ha >KU3HECIOCOOHOCTb. Y
YEJI0OBEKA U JIPYTMX MIIEKOMUTAIOLINUX ONPEACIICHHBIA PELUECCUBHBIN I'€H BbI3bIBACT
00pa3oBaHME BHYTPEHHUX CHAEK JETKUX, YTO MPUBOAUT K CMEPTH MPHU POXKICHUU.
JlpyruM NpUMEpOM CIYKUT T'€H, KOTOPBIM BIUSET Ha (POPMHPOBAHHUE XpsIla U
BBI3BIBAET  BPOXKJICHHBIE  YpPOACTBA, BeAylME€ K CMEpPTH IUIOAA WIIH
HOBOPOXKJIEHHOTO.

Y Kyp, TOMO3WUTOTHBIX IO AJUIENIO, BBI3BIBAIOLIEMY «KYpPYaBOCTbH» NEPHEB,
HETMOJIHOE pAa3BUTHE TIEPhEB BJEUET 3a CO0OM HECKOJbKO (PEHOTHUITHUYECKUX
sbdexToB. Y Takux Kyp TEIUIOM3OJSIUS HEIOCTAaTOYHAa, U OHU CTPAJal0T OT
oxJlaxJaeHus. [lmg koMmeHcanuMuM NOTepU TeIula y HUX IMOSABISIETCS  PAl
CTPYKTYPHBIX U (PU3HOJIOTHIECCKHUX aanTalnid, HO 3TH aJanTariuid Maao3(peKTHbI
Y CPEII TAKUX KYpP BBICOKA CMEPTHOCTb.

Bo3szeiicTBue neTanbHOTO TeéHa SICHO BUAHO Ha IPUMEPE HACIEIOBAHUS
OKpaCK{ MIEPCTH y MBIIICH. Y TUKHUX MBIIIEH MIEepCTh OOBIYHO cepasi, TUIIA aryTH;

HO Yy HCKOTOPBIX MBIIIECH ICpCTh XKCJITaAd. HpI/I CKPCINNBAHUAX MCKAY KCITbBIMU



MBIIIIaMHA B TIOTOMCTBE IMOJIYYarOTCsl KaK >KEIThI€ MBIIIH, TAK U aryTH B OTHOLICHUH
2 : 1. EnuHCTBEHHOE BO3MO)KHOE OOBSICHEHME TAKMX PE3yJbTaTOB COCTOUT B TOM,
YTO JKEITasi OKpacka IIEPCTH JTOMUHHUPYET HAJl aryTH M YTO BCE KEJITHIE MBIIIU
TeTePO3UTOTHBI. ATHIMYHOE MEHJIEJICBCKOE OTHOIICHHE OOBACHSAETCS THUOENbIo
TOMO3UTOTHBIX JKENThIX MbIed 10 poxacHUs. [Ipu BCKpbITUM OepeMEHHBIX
KENTBIX MBbIIIEH, CKPELIEHHBIX C KEJIThIMU K€ MBIIIAMHM, B UX MaTKax ObLIM
oOHapy>KeHbl MEpPTBBIE JKEJIThle MblIaTa. Eciin ke CKpelnBaIuch KeJaThle MBI
U aryTd, TO B Markax OEpEeMEHHBIX CAMOK HE OKAa3bIBAJIOCh MEPTBBIX KEJITHIX
MBIIIAT, TOCKOJBKY IpPH TaKOM CKpPEUIMBAaHUM HE MOXET OBITb MOTOMCTBA,
TOMO3UTOTHOTO I10 T€HY KEJITOU IEPCTH.

bose3nun, cBsi3aHHbIe ¢ MyTaUUsAMH. [E€HOM uYenoBeKa M BBICIIMX
KUBOTHBIX BKJIIOYAE€T HECKOJIBKO MUJUIMOHOB TE€HOB, CIIOCOOHBIX K TOMY K€
N0-pa3HOMY BIMSTH  HAa pa3BUTHE MpU3HAKOB. B pe3ynsrare myTtamuid u
NepeKOMOMHAIMM T€HOB BO3HMKAET IPUCYIIEE Pa3HOOOpa3He M0 CaMbIM pa3HbIM
IPU3HAKAM.

I'enpr yenmoBeka MyTHPYIOT Kaxabpik ¢ dacrotod ot 1 Ha 100000 mo 1 Ha
10000000 ramer Ha mokojieHue. PacrpocTpaHeHwe MyTaluid cpeau OOJIbIIUX
TPyl U3y4daeT IONYyJSALHMOHHAsA I€HETHKA, [03BOJSIOMIAs COCTABUTh KapThl
pacupoCTpaHEHHs T€HOB, ONPENEISIIONMX PAa3BUTHE HOPMaJbHBIX IPU3HAKOB M
HACJIEICTBEHHBIX OO0JIE3HEN.

[Ilupokoe HCHOIB30BAaHWE B TIEHETUKE IUTOJOTMYECKHX METOJ0B
CIOCOOCTBOBAJIO Pa3BUTHIO LIMTOTEHETHKH, IJI€ OCHOBHOM OOBEKT UCCIIEIOBaHUS -
XpPOMOCOMBI, KOTOPBIX JIOKaJIU30BaHbl IeHbl. MHTO3, MEHO03 U OIUIOIOTBOPEHUE
NOJJEPKUBAIOT MPEEMCTBEHHOCTh U MOCTOSHCTBO XPOMOCOMHOIO HaboOpa Kak B
pAOy KIETOYHBIX IOKOJIEHWH, TaK U B IOKOJEHHUSAX OpraHu3MoB. B pesynbrare
HapyLIEHUI YKa3aHHBIX IIPOLIECCOB MOTYT BO3HUKATH AHOMAJHMHU XPOMOCOMHOIO
Ha0opa C U3MEHEHHEM 4YHCIa M CTPYKTYpbl XpPOMOCOM, YTO IPUBOIUT K

BO3HUKHOBCHUHU XPOMOCOMHBIX 60JI€3H€I71, KOTOPBIC HCPCAKO BBIPAKAKOTCA B



pa3BUTUHU TSKEIBIX BPOXKIEHHBIX YPOACTB, AHOMAJINU ITOJIOBOM
muddepeHIIMpOBKH, Yy  YeJoBeKa B claboyMuu Wi O0OyCJIOBIHMBAIOT
CaMONPOU3BOJILHBIE A00PTHI.

Hcropus u3ydeHns XpOMOCOMHBIX 00Jie3HEN OepeT Hadajo C KIMHUYECKUX
UCCJIEIOBaHUM, MPOBOJMBILUXCS 3a0JIT0 JO OMNHCAHUS XPOMOCOM YEJOBEKa U
OTKPBITUSI XPOMOCOMHBIX aHOMAJIUKA . XpOMOCOMHBIE O60J1e3Hn - Oosie3Hb JlayHa ,
cunapomsel: Tepuepa , Knaitndenrepa ,Ilaray , OnBapnaca. C pa3paboTkoit MeTona
aBTopaauorpapun cTana BO3MOXKHOM UACHTU(UKAIIHS HEKOTOPBIX
UHAUBUIAYAJIBHBIX ~ XpPOMOCOM, YTO CIOCOOCTBOBAJIO  OTKPBITUIO  TPYIIIIBI
XpPOMOCOMHBIX ~OOJIe3HEH, CBS3aHHBIX CO CTPYKTYpPHBIMU nepecTporiKamMmu
XPOMOCOM.

HHTeHCHUBHOE pa3BUTHE yUEHUS O XPOMOCOMHBIX 0OJI€3HAX HaYaoch B 70-x
rogax 20 Beka mocine pa3paboTKu MeToa0B AU (depeHInanTbHOTO OKpalluBaHUsS
xpomocoM. Kiaccudukanus XpoMOCOMHBIX OOJ€3HEM OCHOBaHAa Ha  THUIAX
MyTalUil BOBJICYEHHBIX B HUX XpPOMOCOM. MyTalyu B MOJIOBBIX KJIETKAX MPUBOASAT
K Pa3BUTHUIO MOJHBIX (JOPM XPOMOCOMHBIX OOJIE3HEH, MPU KOTOPHIX BCE KIIETKU
OpraHu3Ma UMEIOT OJIHY U Ty K€ XPOMOCOMHYIO aHOMAJIHIO.

B Hacrosimiee Bpems ONMCAaHO 2 BapuaHTa  HAPYUIEHUWA  4YHCIA
XpPOMOCOMHBIX HaOOpOB - TeTpamjouausi ¥ Tpumioaus. Jlpyras  rpymnmna
CUHAPOMOB OOYyCIIOBJIEHA HApYLIEHUSMH YHCJIA OTAEJIBHBIX XpOMOCOM —
TpucoMHusIMHU (KoTJa uMmeeTcss J00aBoYHAs XpOMOCOMa B JUILIOMIHOM Habope)
WIK MOHOCOMHUSI (OlHa W3 XPOMOCOM OTCYTCTBYeT). MOHOCOMHUHU ayTOCOM
HECOBMECTHMBI C JKU3HBIO. P71 XpOMOCOMHBIX OOJIe3HEH CBS3aH C HapyLUICHHEM
YHCJIA MTOJIOBBIX XPOMOCOM.

Camast MHOTOUHCIIEHHAs TPYIIa XPOMOCOMHBIX OOJI€3HEH - 3TO CUHAPOMBI,
00yCIIOBICHHBbIE CTPYKTYPHBIMH IepecTPOKaMH XpoMoOcoM. Brigenstor
XPOMOCOMHBIE CHHJIPOMBI TaK HA3bIBAEMBIX YaCTUYHBIX MOHOCOMUH ( YBEIUYECHHE

NJIM YMCHBIICHUC YHCJIa OTACIBbHBIX XpOMOCOM HC Ha IECIYIO XpOMOCOMY , 4 HA €C



yacTh ). B cBs3u ¢ TeMm, 4TO MOAABISIOLIAS YacTh XPOMOCOMHBIX —aHOMAJIUN
OTHOCUTCA K Kareropuu JICTAIbHBIX MYyTalUMM, [JIS XapaKTEPUCTUKU 170:¢
KOJIMYECTBEHHBIX MapaMETPOB UCIOJB3YIOTCS 2 TMOKa3areiass — 4acroTa
pacnopoCTpaHEHUsT U 4acTOTa BO3HUKHOBEHUA .BbersicHeHO , uto okono 170 w3
1000 >MOpHOHOB U IJIOIOB MOTHOAIOT A0 POXKIEHUs , U3 Hux okono 40% -
BCJICZICTBUE BJIUSHHS XPOMOCOMHBIX HapylleHUH . TemM He MeHee 3HaYyuTeIbHas
4acTh MYTAHTOB (HOCUTENIEM XPOMOCOMHON aHOMajuu) MHHYET JeHCTBUE
BHYTpUyTpoOHOTO 0TOOpa. HO HEkoTopble M3 HHUX MOTrMOAarOT B pPaHHEM, M0
JOCTH>KEHHSI BO3pACTa POKICHUS.

bonpHbIE ¢ aHOMaNUSAMM MOJOBBIX XPOMOCOM HM3-32 HApYILICHHI IMOJIOBOTO
pa3BUTHS, KaK MMPAaBUIIO, HE OCTABIISIIOT MOTOMCTBa. OTCIOIa CIeyEeT BCE AHOMAJIUH
MOYKHO OTHeCTH K MyTtauusMm. IlokazaHo, 4yTo B 00IIeM cily4ae XpOMOCOMHBIE
MYTAILMU [MOYTH MOTHOCTHIO U3YE3A0T U3 MOMYNISAINUM yepe3 15 - 17 mokoneHuil.

Jist Bcex ¢GopM XpPOMOCOMHBIX OOJI€3HEH OOIIMM MPU3HAKOM SIBIISIETCS
MHOXECTBEHHOCTh HapyIICHUH (BPOXKICHHBbIE TMOPOKH pa3Butus). OOmumu
MPOSIBICHUSIMA ~ XPOMOCOMHBIX ~ OOJIE3HEH  SBIAIOTCS:  KOCTHO-MBIIIICUHBIC
AHOMAaJIMH, MOPOKH CEPIECYHO-COCYIMCTOM, MOUYENOJOBOM, HEPBHOM W JPYTHUX
CUCTEM, OTKJIIOHEHHWE B TOPMOHAJILHOM, OMOXHMHYECKOM M HMMMYHOJIOTHYECKOM
cTaryce, y 4YeJOBeKa 3a/iepKka (U3NYECKOTO U TICUXOMOTOPHOTO pa3BUTHA,
YMCTBEHHasi OTCTalOCTh. CTEneHb MNOPaXEHHs OPraHOB IPU XPOMOCOMHBIX
Oone3Held 3aBUCUT OT MHOTMX (DAKTOpPOB - THUIA XPOMOCOMHOM aHOMAaJHH,
HEJOCTAIONIET0 WM U30BITOYHOIO Marepuana WHAUBUAYAIBHOH XpOMOCOMBI,
TE€HOTHIA OpraHu3Ma, YCIOBUWM Cpelbl, B KOTOPBIX pa3BUBAECTCS OpPraHHU3M.
OTHONOTUYECKOE JICUEHHUE XPOMOCOMHBIX OONIe3HEW B HACTOSIIEEe BpEeMs
Hepa3paboTaHo. PazpaboTka MeETONOB MNpeHATAIbHOM JMArHOCTHKUA JEIaeT 3TOT
noaxos1 3GGEeKTUBHBIM B 00pb0O€ HE TOJIBKO C XPOMOCOMHBIMU, HO U C APYTHUMH

HaCJICACTBCHHBIMHU 00JIE3HAMU YeJIOBEKa.



JledueHue W mnpoPUIAKTHKA HACJEIACTBEHHBIX O00Jie3Hel. Ycrexu B
Pa3BUTHH F€HETUKU YEJIOBEKa CENall BO3MOKHBIMU MPEIYyIPEKICHUE U JICUCHUE
HACJIEICTBEHHBIX  3a0oneBanuii. OpuH U3  3(PGEKTUBHBIX METOJOB  HX
OPEaYNPEXICHUS - MEIUKO-TEHETUUECKOE KOHCYJIBTHPOBAHHUE C TMPEACKa3aHHEM
pUCKa TIOSIBIEHUST OONBHOTO B TOTOMCTBE JIUI, CTPAJAOIMIUX JaHHBIM
3a0oeBaHMEM  WJIM  UMEIOIIHUX  OOJBHOTO  pPOACTBEHHHMKA. JlocTuxkeHus
OMOXMMHUYECKOW T€HETUKH YeJIOBEKAa PACKPBUIM MEPBONPUUUHY (MOJEKYISIPHBIM
MEXaHU3M) MHOXKECTBO HACJIEJCTBEHHO OOYCIIOBJICHHBIX JE(PEKTOB, aHOMAJHii
oOMEHa  BEIECTB, YTO CroCcOOCTBOBAJO  pa3pabOTKe  METOJ0B
AKCIIPECC-ANArHOCTUKH, TMO3BOJISIIONIMX OBICTPO M PAHO BBISABIATH OOJNBHBIX, U
JeYeHUs] MHOTHUX IpPEeXKIe HEU3JICUMMbIX HACIEICTBEHHBIX Oose3Hel. Yaie Bcero
JeYyeHHe COCTOMT BO BBEICHHUU B OpPraHU3M BEIIECTB, HE O0Opa3yIOIINXCS B HEM
BCJICJICTBUE TEHETHUYECKOTO Ae(eKTa, UIU B COCTABICHUU CIICUUATBHBIX JIHET, U3
KOTOPBIX  YCTPAaHEHbl BEIIECTBA, OKA3bIBAIOIIME TOKCHYECKOE JICWCTBHE Ha
OpraHM3M B pe3yJbTare HacCJIEJCTBEHHO OOYCIOBIEHHOW HECIOCOOHOCTH K UX
paciierieHnio. MHorue TreHeTudeckue Je(eKThl UCIPABISAIOTCS C  MOMOIIBIO
CBOEBPEMEHHOTO XUPYyprUYecKOTO BMEIIATeIbCTBA WM  MEJAarorH4ecKon
KOPPEKIIUH. [IpakTuyeckre MepONpHUsATHSl, HANpPABICHHbIE HA MOJJEpP>KaHUE
HACJIEZICTBEHHOTO  370pPOBbsI UEJIOBEKa, Ha OXpaHy T'eHO(OHJa YeIOBEUeCTBa,
OCYILECTBIISIOTCS yepe3 CUCTEMY  MEIUKO-TEHETHYECKUX KOHCYJIbTalUM.
OcHOBHast 1eb MEAMKO-TEHETHUYECKOTO KOHCYJABTUPOBAHUA - WH(GOPMHUPOBATH
3aMHTEPECOBAHHBIX JIUI] O BEPOSTHOCTU PUCKA MOSIBICHUS B TIOTOMCTBE OOIbHBIX.
K Memuko-reHeTH4eCcKUM MEpONpUSTUSAM OTHOCHUTCS TakKe Iporarasja
TCHETUYECKUX 3HAHUM Cpeau  HaceleHHs, T.K. 3TO CIOCOOCTByeT Oomee
OTBETCTBEHHOMY  TIOAXOAY K  JCTOPOXKICHUIO. Menuko-reHeTuyecKas
KOHCYJIbTAIMsl BO3JIEP)KUBACTCSL OT MEp MPUHYIUTEIHHOTO UM MOOLIPUTEIHHOTO
XapakTepa B BOIPOCAX JACTOPOXKIACHUS WM BCTYIUICHUS B Opak, MpuHUMAas Ha ceos

aumb  GyHKIMIO uHQOpManuu. bonbiioe 3HaueHME HMMEET CUCTEMa Mep,



HalpaBJICHHBIX HAa  CO3/JaHUME HAWIYy4YIIMX YCIOBUM I  MPOSBICHUSA
MOJIOKUTENIBHBIX ~ HACJEACTBEHHBIX 3aJIaTKOB M MPEIOTBPAIICHUE BPEAHBIX
BO3JECUCTBUM CPEIbl HA HACJIEACTBEHHOCTh YEJIOBEKA.

Cy1iecTBEHHO BaXKE€H YUET HACIEICTBEHHOCTH B PEAKIMU Pa3HbIX JOACH Ha
JIEKapCTBa M JPYyTrHe XUMHUYECKHE BEIIECTBA, a TAKKE B MMMYHOJIOTMYECKHUX
peakuusix. beccriopHa pojib  MOJEKYISIPHO-TEHETUYECKUX MEXaHU3MOB B
ATHUOJIOTHH 3JI0OKAYE€CTBEHHBIX OIMYXOJICH.

SIBneHus HAacIEACTBEHHOCTH MPEACTAIOT B Pa3HOM (hopMe B 3aBUCHMOCTH OT
YPOBHSl KU3HM, Ha KOTOPOM OHHU U3y4aroTcsl (MOJEKyJa, KJIETKa, OpraHu3sM,
nonyisiuus). Ho B koHedyHOM cué€Te, HACJICACTBEHHOCTh OOECIeunBacTCs
CaMOBOCIIPOU3BEICHUEM MaTepHaIbHbIX E€IWHMI] HACJEJICTBEHHOCTH (T€HOB H
UTOIUIA3MAaTUYECKUX 3JIEMEHTOB), MOJIEKYJISIpPHAS] CTPYKTYpa KOTOPBIX U3BECTHA.

3aKOHOMEPHBI MATPUYHBIM XapakTep HMX aAyTOPEHPOAYKIIMU HAPYIIAETCS
WM MYTAIMAMHU OTHEJIbHBIX T'€HOB WJIM MEPECTPONKAMU I'C€HETUYECKUX CUCTEM B
1nesioM. Bcesikoe M3MEHEHHE B ayTOPENPOAYLHUPYIOIIEMCA 3JIEMEHTE HACIEIyeTCs

KOHCTAHTHO.



6. 'eneruxka uMMyHHTETA

NMmyHoreneTtuka (MMMYHO- + TEHETHKA) - pas3lell MMMYHOJOTHH H
TEHETHUKH, U3YyYalollui  3aKOHOMEPHOCTH  HACJEAOBaHUS  AHTUIECHHOM
CeUM(pUYHOCTA  PA3IMYHBIX TKAHEM oOpraHu3mMa U poJib TEHETUYECKUX
MEXaHM3MOB B OCYIIECTBICHUH HMMYHOJOTHYECKUX MPOIECCOB, B TOM YHUCIE
BKJIIOYAIOIAsA TEHETUKY TpyHl KpPOBH, T€HETUYECKUH KOHTPOJIb HWMMYHHOTO
OTBETa, TEHETHUKY HECOBMECTMMOCTH TKAaHEHl MpU TpaHCIUIAHTAIlUU, TE€HETUKY
MPOTUBOOITYXO0JIEBOI0 UMMYHHTETA U T.1.

AHTHMreH - J1000€ BEIIeCTBO, HECyllee MPU3HAK T'€HETUYECKON
Yy)KEPOIHOCTH, KOTOpPOE IIOMNajas B OpPraHW3M BbI3bIBAET HMMYHHBI OTBET
(MHAYLMPYET CUHTE3 AaHTUTEI).

AHTUTEJ0 - UMMYHOITIOOYJIUHBI (CJIOKHBIE OCJIKH), CHUHTE3UPYEMbIC
OpraHu3MOM, B OTBET Ha BBEJICHUE aHTUTCHA.

AHTHUTeH-aHTUTEJI0 PeaKkuus - crenuduueckoe CBSI3bIBAHWE AHTUTEHA C
COOTBETCTBYIOIIIUM AHTUTEJIOM, TMPHUBOASAINIEE K OOpa30BaHWI0 HWMMYHHOTO
KOMILIEKCA.

AHTHUTEHBI OMTUCHIBAIOTCS CIEAYIOIMMU XapaKTepUCTUKAMMU:

NMMYyHOreHHOCTb - CIIOCOOHOCTh AHTHUT€HA BBHI3bIBATH UMMYHHBIC OTBETHI
(oOpa3oBaHUE AaHTHUTEI).

AHTUTeHHasl BAJIEHTHOCTb - YUCJIO JICTEPMUHAHT B MOJICKYJIE aHTUTEHA

AHTHUTreHHasi cnenu(PUIHOCTH - OCOOCHHOCTH, IO KOTOPHIM AHTHUIEHBI
OTIIMYAIOTCS APYT OT Apyra.

AHTUTeHHas1 JeTePMHHAHTA - 00JACTh MOJIEKYJIbl aHTUIEHA, K KOTOPOM
MOTYT OBITh BEIPa0OTaHbI ClIeIU(UUECKUE aHTUICTCPMUHAHTHI.

l'anten - HeOonblmas MoJIEKyJla, TMPUCOCAMHEHHAs K HWHBEPTHOMY

6€J'IKOBOMy HOCHUTCIIIO M BBIIIOJIHAIOIIAA CI)YHKHI/IIO AdHTHUI'CHA.


http://medarticle13.moslek.ru/articles/18200.htm
http://medarticle13.moslek.ru/articles/12524.htm

JIuM@OLUTEL OTUETIMBO PaA3IUYAIOTCA MO CBOMM (YHKIMSIM U CBOMCTBAM
KJIeToyHOM  MeMOpanbl. VX genst Ha Tpu Oonbliue Kareropuu: B-kierkw,
T-knetku u 0-KJIEeTKH.

B-nmumdonuTel co3peBaloT y 4eloBeKa B KOCTHOM MO3Te, IOCIE Yero
MUTPUPYIOT B TUM@oOUHBIE Opranbl. OHU CIIyKaT MPEAIIECTBEHHUKAMU  KJIETOK,
oOpasylolmux aHTuTena, T.€. IasMartudyeckux. /s Toro urtoObl B-kietku
TpaHC(HOPMHUPOBATIUCH B TUIA3MATHUYECKUE, HEOOXOIUMO MPUCYTCTBUE T-KIIETOK.

CospeBanue T-KJIETOK HAYMHAETCS B KOCTHOM MO3re, Ilie 00pa3yroTcs
MPOTUMOIIMTHI, KOTOPHIE 3aTE€M MHUTPUPYIOT B THUMYC (BHJIOYKOBYIO >KEJe3y) -
OpraH, pAacIOJOXKEHHBIM B TPYIHOM KIETKE 3a TPYIAUHOM. Tam OHHU
mupdepennupyrorcss B T-muM@ouuTel - BeCbMa HEOMHOPOIAHYIO MOMYIISIIHIO
KJIETOK WMMYHHOW CHCTEMBbI, BBITIOJHSIOMINX PA3INYHbIe (PYHKIIMU. Tak, OHH
CUHTE3HUPYIOT (DaKTOpbl aKTHUBAUMU Makpodaros, GakTopsl pocta B-kieTok wu
unteppeponbl.  Ectb cpean T-kieTok HMHAYKTOpHBIE (XENMEPHBIE) KIETKH,
KOTOpBIE CTUMYJIUPYIOT oOpa3oBaHue B-knerkamu aAHTUTET;
KJIETKU-CYTPECCOPBI, KOTOPbIE MOAABISIOT (PYHKIMU B-KJIETOK W CHUHTE3UPYIOT
¢dakrop pocta T-KJIE€TOK - UHTEPACHKUH-2 (OAUH U3 JIUM(POKUHOB).

0-xnetkn orauyatoress oT B- m T-kimerok TeM, 4YTO y HHX HET
MOBEPXHOCTHBIX AaHTUreHOB. HekoTopble W3 HHUX CIyKaT «ECTECTBEHHBIMU
KWIepaMu», T.e. YOMBAIOT PaKOBBbIC KICTKH WM KJIETKH, 3apaKCHHBIE BHUPYCOM.
OnHako B 11€710M poJib 0-KJIETOK HESICHA.

I'eHeTM4YecKUl KOHTPOJIbL MMMYHHOIO OTBeTa. [eHETUYECKHME OCHOBBI
JE€TepPMUHALIMM WMMYHHUTETAa HE BbI3bIBAIOT COMHEHUN, M HEOJAMHAKOBAas
BBIPAKEHHOCTh IMMYHHUTETA y Pa3HBIX WHIUBUIOB SBJISETCS 001IEOMOIOTHYECKOM
3aKOHOMEPHOCTHIO. XOPOIIO H3BECTHHI (haKThl PA3IUYHONM YYBCTBUTEIBHOCTH
JIOAEHN K BaKIIMHAM MPH BBEACHUU OJHUX MU TEX K€ /103 MPENaparoB. Y HEKOTOPHIX
JIONIeH TIOSIBJISIFOTCSL KIIMHUYECKHE TMPOSBICHUS UHPEKINH, Y JPYTUX peakius Ha

HMMYHHN3aIHUIO COBCPILICHHO OTCYTCTBYCT. 910 ABJIACTCA CJIICACTBUEM


http://obi.img.ras.ru/humbio/immunology/imm-gal/00065efe.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/00065efe.htm

TeHEeTHYECKOrO MOJMMOppHU3Ma peakuell Ha JeHCTBUE BHEIIHUX OMOJIOTMYECKUX
(bakTopoB. [TepBuunbie UMMYHOJE(UIIUTHBIE COCTOSIHUSA ABIISIIOTCS
HACJIEICTBEHHBIMU Je(heKTaMu KJIETOYHOTO M TYMOPAJIbHOTO MMMyHHUTeTa. OHH
IpeapacroyiaraloT K OaKTepHaJbHBIM W TPUOKOBBIM 3apakKCHUSM, MpPUYEM IS
pa3HbIX (OpM XapaKTepHbl COOTBETCTBYIOLIME THUIIBI MHGMEKUUN (BUPYCHBIE,
OakTepuaabHbIe, TPUOKOBBIC).

Knaccnueckum IIpUMEPOM HACJIEICTBEHHOMN YCTOMYMBOCTHU K
OMOJIOTMYECKUM areHTaMm Cily>KaT TeMOITIOOMHOMNaTh (CeproBUAHO-KIETYATAst
aHeMUsl, TAIACCEeMHUS ) U PH3UMONATUH (HEeA0CTaTouHOCTh ['-6-D/] ), npu KOTOpPbIX
MaJISIpUMHBINA [JIa3MOJUK HE MOXET Pa3MHOXKATbCA Y MYTAHTHBIX TOMO3HUIOT U
rerepo3uror. B cBA3M ¢ TeM 4YTO JMOAa € TeMOIVIOOMHOMATUSIMU U
HEIOCTAaTOYHOCThIO  [-6-DJ[  yCcTOMYMBBL K  MalApUMHOMY  IUIa3MOAMIO,
NaToOJIOrMYeCKUe  MyTalluM B COOTBETCTBYIOLIMX  JIOKycax  HIMPOKO
pacpoOCTPaHUWINCh B PAIE MOMYJIALMNHI, MPOKUBAIOIINX B MECTHOCTBIO C BBICOKOM
3aboneBaemMocThio  Mamspuet (Adpuka, Ipenwms, HWramus, Oununnuxsl,
AzepOaiikan, Y30ekuctaH). Bce Oone3HM MynabTH(AKTOPUAIBHON MPUPOABI
MOTYT paccMaTpUBaThCs KaK MPUMEPHI U3 IKOTCHETHKHU YEJIOBEKa, IOTOMY YTO MX
pa3BUTEE SBIAETCS PE3yIbTaTOM B3aUMOJICUCTBUSA T€HOB MPEIPACIIOIOKEHHOCTH U
(haKkTOpOB BHEIIIHEW CPEbI.

N3yyeHne TeHETUYECKOrOo KOHTPOJS CHUJIbl MMMYHHOIO OTBETa Kak
CaMOCTOSATENIbHOTO HAlpaBleHUsl UCCIe0BaHUN Hayajioch B 60-e roJapl U BCKOpe
CJIMJIOCH C MPOoOJIeMOii, HapaBI€HHON Ha BRISICHEHME MEXaHU3MOB PACIIO3HABAHMS
aHTUreHa T-KJIeTKaMu.

[lepBbie OMBITBI 1O W3YYEHUIO TEHETUYECKOM JACTEPMHUHAIMUA CHJIbI
UMMYHHOTO OTBETa OBbUIM NPOBEAEHBI C OECHOPOAHBIMU KpPOJIHMKAMU B TEPBOU
Tpetn XX cToNeTusi. bbulo yKe€ W3BECTHO, YTO Pa3Hble MHAMBUIBI HEOIUHAKOBO
pearupyroT Ha OIMH U TOT K€ aHTUI€H; PE3UCTEHTHOCTh UM YyBCTBUTEIBHOCTD K

MH(QEKIMU MOXET OBbITh HacleAyeMbIM NpPU3HAKOM. B momb3y 3TOro


http://obi.img.ras.ru/humbio/har/0015ce21.htm
http://obi.img.ras.ru/humbio/01122001/medgen/00016d99.htm
http://obi.img.ras.ru/humbio/01122001/medgen/00016d99.htm
http://obi.img.ras.ru/humbio/blood_dis/0005f031.htm
http://obi.img.ras.ru/humbio/har/003cde8d.htm
http://obi.img.ras.ru/humbio/01122001/medgen/empty/x002f525.htm
http://obi.img.ras.ru/humbio/immunology/0007c621.htm

CBHJIETEJILCTBOBAJIM JAHHBIE, ITOJYYECHHBIE HA MOPCKMX CBUHKAX PAa3HbBIX JIMHWM:
Onepa-1llaiiéens (19431.) npoaeMOHCTPUPOBAN, UYTO MPOAYKIIUIO TU(PTEpHUITHOTO
AHTUTOKCHMHA KOHTPOJUPYET OAWH I'€H, U OHA HACJIENAyeTCs KAaK JIOMHUHAHTHBIN
MEHJIEJNIEBCKAA NpHU3HAK. B 3TOM k€ SKCIepUMEHTE OBbUT YCTAHOBIIEH TAaKXKe
JOMHUHAHTHBIN TUII HACJIEIOBAHUS BBICOKOW HMMYHOPEAKTUBHOCTH.

B Hacrosmiee Bpems I MIICKONUTAKOUIMX W3BECTHBI TPH TPYIIIbI
CHEIUICHUS] UMMYHOITIOOYJTMHOBBIX T€HOB; 3TH TPYIIIbI CLUEIJICHUS HAXOIATCS Ha
Pa3HBIX XPOMOCOMAX:

- rpynmna CUEIJIEHUs TEHOB IS JIETKOW LETH Kallla-TUIIa ;

- IpyIIa CUEIJICHUS] TEHOB JUIsl JIETKOW LIeTH JIsIMO1a-Tura u

- TpyIIIa CUEIUICHHS T€HOB JJIs TshKeJon nenu Ig.

B kaxx0M KOHKPETHOM Ciydae OAWH U3 V-TEHOB TOW WM WHOW TI'PYIIIbI
BCTyIIa€T BO B3aWMOAECHCTBHE ¢ OAHMM U3 C-reHOB TOW K€ TPYyNIbl, YTO
peanu3yercsi B CHHTE3€ UMMYHOITIOOYJIMHA ONpeieIEHHON cielu(pUIHOCTH.

bnaromapst  orpoMHOMYy  pa3HOOOpa3ui0  aHTUTEN, CHHTE3UPYEMBIX
B-knetkamMu, ¥ = aHTUICHPACHO3HAIOIMIMX  PELENTOPOB,  JKCIPECCUPYEMBIX
T-kneTkaMu, UMMYyHHasi CUCTEMa CIIOCOOHA Pacro3HaBaTh MHOKECTBO Pa3IUUYHbBIX
AHTUTCHOB Y OTBEYATh HA HUX.

Jlerkue 1enu UMMYHOTIIOOYJIMHOB KOJUPYIOTCSI TEHHBIMU CETMEHTaMu V 1 J.
B kogupoBaHuM TSKENBIX LENEW TAKXKE Y4YaCTBYIOTM CErMEHTBl V H J, HO
JOTOTHUTENIBHOE pa3Hoo0pa3ue BHOCIT BHOCST CErMEHTHI D.

PexomMOMHALIMKM OTpaHUYEHHOTO KOJIMYECTBA TeHHBIX cermMeHToB V, D u J
CO3/1al0T OECKOHEUHOE YUCIIO CIEU(PUUHOCTH.

Maxkpodaru HUrparT BaxHEHIIyI0 polb B UMMyHHOH cucteme. [loatomy
TEHBI, PETYIHUPYIOIINE HUX AKTUBHOCTb, MOTYT TAaKXe OIPENEHATh PE3YJIBTar

MHOTI'NX UMMYHHBIX pCaKHHﬁ.


http://obi.img.ras.ru/humbio/immunology/imm-gal/0008e88f.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/0008e88f.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/0008e88f.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/0002b802.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/0002b802.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/0008e88f.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/00049f5d.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/000099be.htm
http://obi.img.ras.ru/humbio/immunology/0007c621.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/00045fb3.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/0008e88f.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/0008e88f.htm
http://obi.img.ras.ru/humbio/immunology/imm-gal/000bd465.htm

7. bBuoxuMuYecKril MOJUMOpP(Pu3M 0e1KOB,

(epMeHTOB, AHTUTEHOB KPOBU

IHosmmrenHoe HacjenoBanue .MHOrve M3 CaMbIX 3aMETHBIX IPU3HAKOB
OopraHu3Ma MpEeACTaBISAIOT CO0OM pe3ynbraT COBMECTHOTO JIEMCTBHSI MHOTHX
Pa3IMYHBIX T€HOB; 3TU I'€Hbl 00Pa3yIOT OCOOBIN T'€HHBIN KOMIUIEKC, HAa3bIBAEMbIN
IIOJIMT€HHOM CHUCTEMOM. XOTA BKJIAJ KaXKJOr0 OTAEIBbHOIO TI'€HA, BXOIAILErO B
TaKyl0 CHCTEMY, CIMIIKOM MaJl, YTOOBI OKa3aTh CKOJIbKO-HUOYIb 3HAYUTEIHbHOE
BIUsHHE Ha (QeHoTun, mnouYTH OECKOHEUYHOE pa3zHOooOpas3ue, Co3aaBaeMoe
COBMECTHBIM JIEWCTBUEM STHUX T'€HOB (IIOJUIE€HOB), COCTaBISET TI'€HETUYECKYIO
OCHOBY HENIPEPHIBHON U3MEHYUBOCTH.

B3anMoneiicTBHe TeHOB - BIMSHUE MHOTMX TI€HOB Ha OJUH IPU3HAK.
[Tockonbky m000i1 O€IOK COCTOMT M3 AaMHUHOKHUCIOT, TO B CHHTe3e Oeika
YYacTBYIOT HE TOJIbKO T'€H, KOHTPOJHUPYIOIIMI €ro NEpBUUYHYIO CTPYKTYpY, HO U
reHbl, 00eCleUMBaOIINE CHUHTE3 CaMUX aMHHOKHCIOT. B3auMoneilcTBue reHoB
IPOSIBIISIETCA HA BCEX dTallaXx peaju3allKi FeHETHYEeCKOW MH(OpPMALMH. YCIOBHO
MO>KHO BBIIENUTH cienytomue (opMbl B3aUMOJEHCTBUS F€HOB:

1. BinusgHue mnepBUYHOrO MpPOAYKTa (MOJMIENTHAA) OAHOIO IeHa Ha
TPAHCKPHUIILUIO IPYTrOro;

2. Peakuuy Mexay MpoAyKTaMU TPAHCKPUIILIUU PA3HBIX T'€HOB;

3. IlepexpeniBanue pa3HbIX LENEH OHTOTEHETUYECKHX IMPOIECCOB, B
JeTepMUHALIMM KOTOPBIX y4YacTBOBaJIM ATH reHbl. Ha ¢deHoTunuueckoM ypoBHE
MOKHO BBIJICJIUTH CJIEAYIOIIME TUIBI B3aUMOIECHCTBUS I'€HOB: KOMIUIEMEHTALUS,
HOBOOOpa30BaHME, YMUCTA3, KPUIITOMEPHS, TOTUMEPHSL.

AJutogepMeHThl  (UIOTUIBI) - (PEPMEHTHI, KOAMPYEMbIE Pa3IUYHBIMU
aJyIeNsIMM OIHOTO JIoKyca (reHa). M3ogepMeHTBI - pepMEHTHI ¢ OAMHAKOBOW WIIN

CXOMHOM (YHKITMEH, KOTOPhIE KOIUPYIOTCS Pa3HBIMH JIOKycaMu (T€HaMH) OJTHOTO,



U TOTO K€ XPOMOCOMHOT0o Habopa (ramiouaHoro). Takue JIOKyChbl BO3HHUKAIOT B
pe3yabTare TyTUIMKaIuy U MOCIEAYIONINX U3MEHEHUI.

I'eHeTka KpPOBH. Y 4YenOBEKa M BBICIIMX JXUBOTHBIX Ha ITOBEPXHOCTHU
KJIETOK KPOBH, OCOOCHHO 3PUTPOLIUTOB, UMEIOTCS TEHETHYECKH OOYCIOBICHHBIC
(akTopbl - BELIECTBA TPYII KPOBU. DTH (PAKTOPbl UMEIOT OIPOMHOE 3HAYCHHE
Opy  TEpEeMBAaHUM  KPOBU, MOCKOJIBKY MMEHHO OHM B OCHOBHOM ONPEIEISIOT
COBMECTUMOCTh KpPOBU JOHOpa H perunueHta. OHU ciayXaT Takke O0OBEKTOM
TEeHETHYECKUX MCCIIEN0BaHUN U UCIIONB3YIOTCS B CyA€OHON MeIULMHE (HanmpuMmep,
IIPY YCTaHOBJIEHUH OTLIOBCTBA).

MonodakTopHasi cucTeMa rpynn KpoBH - CUCTEMA, BKJIIOYAOIIAs B ceOs
TOJIbKO OJuH aHTureH. [lonuaniienbHasi cucTeMa rpynn KPOBH - CHCTEMA TPYIIII
KpPOBH, B KOTOPYIO BXOAAT MHOTO ajuieieii, COCOOHBIX 00pa3oBBIBATH MHOTO
reHoTUIoB. TUIl KPOBH - CyMMa BCEX CUCTEM TPyl KPOBU OJHOU 0COOM.

@dakTophl TPyNNI KPOBU — ATO MAKPOMOJEKYJIbI, OTHOCSIIUECS K KJAcCy
MYKOTIOJIUCAXapUJOB; OHHM MPUCYTCTBYIOT HA TIOBEPXHOCTH SPUTPOLUTOB U
IPEICTaBIAIOT COO0M TIpyIIly OCOOBIX aHTUICHOB, arrJIIOTHHOreHoB. Kpome
TOro, B IUIa3M€ KPOBM OOJBIIMHCTBA  JIOACH conep)Karcs aHTuTena, WU
arrJIIOTMHUHBI, PEarupyroue ¢ ONpelelICHHBIMU arrIlOTUHOTeHaMH. Takoro
polla UMMYyHHas peakuus BO3HHKAET B Cllyyae MEpeIMBaHUS HECOBMECTUMOMU
kpoBu. [Ipu 3ToM MeMOpaHbl JOHOPCKUX SPUTPOIMTOB, HECYIIHE OIpEAeTICHHbIC
arnIlOTUHOTEHBI, PEarupyroT C arrIlOTUHUHAMH, MPUCYTCTBYIOIIMMU B IUIa3Me
PELUIIMEHTa; B PE3yJbTare 3TOr0 B3aUMOJEUCTBHUS JTOHOPCKHE HSPUTPOIUTHI
arnIlOTUHUPYIOT,  T.€. CIUIAITCA JAPYr C JPYyroM, TaK KakK MEXIy HUMH
00pa3yroTCs MOCTUKU U3 aHTUTET.

Cucrema AB0. OcHOBHbIE armIFOTUHOTE€HbI KPOBH ObUIH BIIEPBbIE OMMCAHBI
B 1900 K.JlanmmreiiHepoMm, KOTOphIM 0003Hauna ux OykBamu A u B. DTtu naBa
dakropa nmarT uerhipe rpymnmbl KpoBu: A, B, AB (B kpoBu umerrcs o0a

daktopa) u 0 (oba dakTopa OTCYTCTBYIOT). DTH aHTUTENA OTCYTCTBYIOT B



KPOBHM HOBOPOXKICHHBIX, HO MOSIBISIIOTCSA YK€ B MJAJEHYECTBE - BO3MOXKHO,
IpyU KOHTAKTE CO CXOAHBIMU AHTUTEHAMH KaKUX-TO OaKTepuii; NEWCTBUTENBHO,
IpU  COACPKAHUU SKCIEPUMEHTAIBHBIX KUBOTHBIX B CTEPHJIBHBIX YCJIOBHUSX
M30arrIIOTUHUHBI (€CTECTBEHHBIE aHTUTENA) Y HUX He oOpasyrrcs. He cuurtas
UCKITIOUMTENIbHBIX ~ CIIy4aeB, OOJIBIIMHCTBO AHTHUTEN MPOTHUB (bakTopoB
SPUTPOLUTOB, He BXxoAsmmx B cucremy ABO, o0pasyercs mumb Mmocie
KOHTaKTa OpPraHu3Ma C 3PUTPOLMUTAMH, HECYIIUMU 3TH (HAKTOPBI.

HacaenoBanue rpynn kpoBu cucrembl ABO. Ipynma xpoBu cucTeMmsl
ABO xoHTponupyeTcsi OJHUM ayTOCOMHBIM T'€HOM, T.€. TEHOM, PACTIOJIOKEHHBIM B
OJTHOM M3 ayTOCOMHBIX (HE MOJOBBIX) XpOMOCOM. JIOKyC ATOro reHa o0o3HadaeTcs
naTuHCKOM OykBoit | (OT cioBa «M30reMarmitoTUHOTEHY), a ero Tpu atens 1, 1 u 1
0003HauaroTCsA AJis KparkocTu, kKak A, B u 0. Anenu A u B -- KoqOMUHAHTHBI IO
OTHOILIEHUIO JIPYT K APYry, U 00a JTOMUHAHTHBI 1O OTHOIIEeHUIO K ayutento 0. [Ipu
COYETAHUU PA3TUYHBIX AJIJIeNIed MOTYT 00pa3oBaThCs 4 rpymnibl KPOBH.

I'pynmer kpoBu ABO uMEIOT mMepBOCTENEHHOE 3HAYEHHE NpHU Moadope
KpOBM IS IepesuBanusl. Eciu JoOHOpCKas KpoBb OTHOCHUTCS K rpymnne A, B wm
AB, a y peuunuenra rpynna kpoBu 0, To uMerIIKECsS B KPOBH Y PELUIIUEHTA
antutena (aHTu-A, aHTU-B wim 06a cpasy) BBI3OBYT arrilOTHHALMIO JTOHOPCKHUX
OPUTPOLUTOB M MX paspyuieHue (remonus). [Ipm 3TOM 3SpUTPOLUTHI TEPSIOT
reMOINIOOMH W JpyrHe BEIIEeCTBAa, YTO NPHUBOAUT K TSKEIBIM IOCIEACTBUSAM
JUISlL PELMIIMEHTAa - IIOKY, KPOBOTEUEHHUIO W HApyLIIEHHUIO (YHKUUU TOYEK.
bnarogaps COBPEMEHHBIM METO/IaM JIEYEHUS CMEPTHOCTh B CBSI3U C
NIEPEJINBAHUEM HECOBMECTHMOM KpPOBH 3HAYUTEIBHO YMEHbIIMIACh. TOYHO Tak
*e KpoBb I'pynnl A 1 AB Henw3d mnepenuBarh OOJIBHBIM C rpymmoil B, a KpoBb
rpynn B u AB - 6onbHBIM € rpymninoi A.

[Tockonbky B cinydae rpynnbl KpoBd 0 spUTpOIUTHI BOOOIIE HE HECYT
AHTUTECHOB U MOTOMY HE arrIlOTUHHPYIOT MPU KOHTAKT€ C aHTU-A WU aHTU-B

AHTUTEJIAMM, CO3[AETCsl BIEYATIEHUE, 4TO KpoBb rpynnbl 0 - yHUBepcalbHas



JIOHOPCKasi KpPOBb, KOTOPYIO MOXHO NepeyuBarh JtoOomy uenoBeky. [lomoOHoe
MHEHHE TPEAONPENETNIO, B YaCTHOCTH, LIMPOKOE MCIOJIB30BAHUE 3TOM KpPOBH
JUIsL TIEpEeJIMBaHUS B BOEHHBIX YcHOBUAX. OfHAKO Takas NMPaKTUKAa JOBOJBHO
OfacHa - TJIABHBIM OOpa3oM IMOTOMY, YTO KPOBb JOHOPA U KPOBb PELUMHUEHTA
paznuyaroTcs MeXIy co0oil He Toibko aHTureHamu rpymmbsl ABO. Kpome Toro,
CBIBOPOTKA JOHOPCKOM KpoBH TpyIibl O (B KOTOpOH MMEIOTCS aHTUTENA aHTU-A
U aHTu-B) MOXeT mpuBecTH K AarnIlOTHHALMHU 3PUTPOLUTOB PELMIINEHTA,
Hecylux aHTureHsl A, B wnn AB (MMEHHO MO3TOMY MEpENMBAIOT OOBIYHO HE
HEeNbHYI0 KpoBb Tpynnbl 0, a BBIICICHHYIO W3 HEE SPUTPOLUTAPHYIO Maccy).
[TIo Tem Xe NMpUYMHAM HENb3 CUUTATh YHUBEPCAIbHBIMH PELIMIUEHTAMMU JIFOJEH
¢ rpynmnoi AB.

CornacHO  CTaTUCTMYECKMM  HccienoBaHusM, rpynna 0 —  camas
pacnpoCTpaHeHHas B MUpE. Y HWHIECUIEB LEHTPAJIbHBIX PallOHOB AMEPUKH OHa
BbIsIBIIIETCA B 90-95% ciydaeB; OIHAKO Cpellv CEBEPOAMEPUKAHCKUX WHJICUIIEB
menee 25% umetot rpynmy 0, a 75% - rpynmy A. Y 3CKUMOCOB OOJIBIIIE BCETro
pacnpocTtpaHeHa Tpynna A, Ho rpynna 0 Toxe BcTpedaercs yacto. Bo BceM
Mupe rpymnmna B - 10BoIbHO pelKas; OHa MOJHOCTBIO OTCYTCTBYET BO MHOTHUX
IUIeMeHaX aMEpUKaHCKUX WHACHIeB M Yy aBcTpaiuiickux abopureHoB. Eciu
rpymnmna B craructuuecku penkasi, TO eiie pexe Bcrpedaercs rpymnmna AB. Tonbko
B Te€X MOMYy/SILMAX, INI€ BBICOKA 4YacToTa TIpynnsl B, pacnpocTpaHEHHOCTb
rpynnsl AB nocturaer 10%.

Pe3yc-cucrema. Eme ogHa BakHas U BeCbMa CIOXKHas cucTemMa (aKkTOpoB
KpoBH - 3TO pesyc-cuctema (Rh). Ee HasBanume mpoucxomut OT BHAAa 00€3bsH
Macacus rhesus, na xotopsix B 1940 K.Jlanamrelinep u A.Bunep npoBoauiu cBou
sKcriepuMeHThl. OHM  OOHApYyXWIM, YTO IpPU BBEAECHUU DPUTPOIMTOB 3STOM
00€e3bsiHbl KPOJIMKY YHEro BbIpaOaThIBAIOTCS aHTHUTENA, BBI3BIBAIOLIME Y YaCTU
JIONEW arnirOTUHALMIO 3PUTPOLIMTOB BHE 3aBUCUMOCTH OT IPyHIBl KpPOBU IO

cucreme ABO.



CooTtBeTCcTByIOIIAS rpynmna KpOBU MOJTy4Hsia Ha3BaHME
pesyc-nonoxutenbHoi (Rh+). YV ocrtansHbIX nmroneit pesyc-(hakTop OTCyTCTBYET,
T.. UX KpOBb pe3yc-oTpuiarensHa (Rh-).

I'enbl, komupyromme pesyc-pakTop, HaxXomsATCs B Tpex  OJNM3KO
PaCIONIOXKEHHBIX XPOMOCOMHBIX JIOKycax, o0o3HadaeMbix C i ¢, D unu d, u E
wii e. Takum 00pa3oMm, BO3MOXKHO JOBOJIBHO MHOTO TI'€HOTHUIIOB, KOTOpHIE
OTIPENeNSIIOTCS  pa3auyHbIMU KoMOuHarmsimMu 3Tux JokycoB (CCDDEE, CcDDee,
ccDDEe wu Tt.a.). OnHako Ha MPAaKTHUKE TEPMHUH «PE3YC-TOJIOKHUTEIbHBIN
OTHOCUTCA K JIIOJSIM, Y KOTOPBIX €CTh XOTs Obl OJIMH JIOKyC D (B KOMOMHAIIMKU
DD wunmu Dd), a «pesyc-orpunarenbHblity - K HOcUTeNsaM KoMmOuHaruu dd. 3to
MPaBUJIO CBSI3aHO C BBEJACHUEM B KIMHUYECKYIO MPAKTUKY TOJIBKO OMPEIEIECHHBIX
METOJIOB TUIIUPOBAHUS KPOBHU.

BonpmmHCTBO  JTI07IEH, HE OTHOCSIIMXCS K €BPOINEOUJIHOM pace (B TOM
quclie BCE HKUTEIH Oxeanuu U aBCTpaiuiickue abOpHUreHsbl), -
pe3yc-nonoxuTenbbl. JKurenn A3uM W aMEpUKAaHCKUE HMHACHIBI UMEIT B
ocHoBHOM reHotunt cDE unu CDe; adpukanibsl 1 agpoamMepukaHilbl - [JIaBHBIM
oOpa3zom redotun cDe. ¥V eBpomeiilieB M O€lbIX aMEpPUKAaHUEB JIOMUHUPYET
redotun CDe, npuuem ok. 15% u3 HHUX - pe3yc-oTpuuarenbHbl. Pe3yc-cucrema
JOCTaTOYHO Ba)KHA: MPU NEPEIMBAHUM PE3YC-TIOJOKUTEIBHON JTOHOPCKOW KpOBU
pe3yc-OTpULATENIbHBIM PEUUIIMEHTaM Yy HUX MOTYT BbIpa0aTbIBaThCs aHTHUTEIA
OpOTUB pe3yc-pakTopa, U B O3TOM CiIy4yae IpU T[OBTOPHOM MEpPEIUBAHUU
Rh+-kpoBH y Takux pelnUIMEHTOB BOSHUKAET OYEHb OMAcHasi peakiusi reMoJin3a
(pa3pylueHust) 3pUTPOLUTOB JOHOPCKOM KPOBH.

Oputpobmacto3 mwiofga (reMonuTHUecKkass O0o0Jie3Hb HOBOPOXIACHHBIX). B
CUTYallUH, KOTJIa MaTh - pe3yc-OTpUIIaTeNIbHa, a 10 - HocuTenab Rh+, Hapymenue
[EJIOCTHOCTHU TUIALIGHTHl MPU poJax MPUBOIUT K TOMY, YTO IPUTPOIMUTHI IUIOAA
IMPOHUKAIOT B KPOBOTOK MaTe€py U HMMYHU3HUPYIOT €€; MJIsI MaTEepPUHCKOTO

OpraHu3Ma 3TO PaBHO3HAYHO [EPEIMBAHUIO PE3YC-MOJOKUTEIBHOU KpPOBHU.



[Ipumepno B 10% mogoOHBIX CiyyaeB MaTh CTAHOBUTCS UMMYHU3UPOBAHHOU, W
TOrHa TpU  TOBTOPHOM OEpPEeMEHHOCTH  (pe3yC-NOJOKUTEIbHBIM  IUIOAOM)
UMEIIIMeCs] Yy Hee B KPOBM AHTUPE3YyCHBIE AHTHUTENA IPOXOAAT 4epe3
IUTALIEHTY W MONAJaroT B OPraHu3M IUIOAA, BBI3bIBAsi TEMOJIIUTUYECKYIO OOJIE3Hb.
Cneunduueckoe IeWCTBHE MATEPUHCKUX aHTUTEN NOpH 3TOM  3a00JeBaHUU
COCTOUT B TOM, YTO OHHM MOKPBIBAIOT COOOW MOBEPXHOCTH IPUTPOIMTOB ILJIOJA U
TEM CaMblM CIIOCOOCTBYIOT pa3pylICHHIO 3THUX KIETOK B  CEJEe3CHKE.
Bo3nukarmas B pe3ylnbTare TeMOJUTHYEecKass OONe3Hb MOXKET OBITh pa3HOU
CTEIIEHH TsKECTU. Ee  CcompoBOXKAAET aHEMHs, KOTOpas IMPUBOAUT MHOIIA K
BHYTPUYTPOOHOM CMEPTHU IUIOJA M YTPOXKAET KU3HU HOBOpOXKIAEHHOTO. Kpome
TOTO, Pa3BUBAETCA JKEITYyXa, BbI3BAaHHASI HAKOIJIEHUEM OUIMpyOrHa (3TOT MUTMEHT
oOpasyeTcsi U3 TeMorToOWHA, BBICBOOOXKIAIOMIETOCS] B OOJBIIIOM  KOJMYECTBE
npu remonuse). bunupyOuH MOXKET HaKaIljIMBaThCs B CTPYKTypax LIEHTPaTIbHON
HEPBHOM CHCTEMBbl U BBI3bIBATh HEOOPATUMBbIC €€ U3MEHEHMUS.

B nacrosimiee Bpemst pazpaborana T.H. RhoGAM-BakiuHa, Kotopas mpH
BBEICHUU PE3yC-OTPULATEIIbHOM JKEHIIMHE B IIepBbIe 72 Y IIOCIE pPOAOB
npenynpekJaeT oOpa3oBaHHE AHTHUTENl HA PE3yC-MOJOXKUTENbHYI0  KPOBb.
[TorToMy mpu creayroiie 6€peMEHHOCTH B KPOBH y TAKOM >KEHITUHBI HE OyIeT
AHTUTEJ, ¥ TeMOJUTHYECcKas 00JIe3Hb y peOCHKA HE PAa30BhETCH.

Jlpyrue cucremsl rpynn kpoBu. Cuctema MN 3akoaupoBaHa B IByX reHax,
4yTO JaeT Tpu Bo3MOXHbIX reHotuna (MM, MN u NN), KoTopble COOTBETCTBYIOT
rpynmnam  kpoBd M, MN u N. DToif cucrteme OJM3KOPOJACTBEHHA CHUCTEMa Ss.
Nmeercs Taxxke cucrema P. B penkux cinydasix Ha3BaHHbBIE I'PyHIbl KPOBU
OKa3bIBAIOTCSI HECOBMECTHUMBI, YTO OCIIOKHSIET MOJ0Op KPOBH UL NIEPEITUBAHMS.
[Ipouune anturens! rpynn kpoBu (Kell, Dufty, Kidd, Lewis u Lutheran) na3Banbl
N0 MMEHaM TeX JIoeld, Yy KOTOPbIX OHU OBbUIM BIIEPBbIE OOHApYXEHBI WU
onucanel. IlepBele Tpu M3 HHMX MOTYT  BBI3bIBaThb OCJOXHEHHA W

TEMOJIMTHUYCCKYHO 00J1e3Hb Ipru 1TCPCIMBAHUN KPOBU;, I ABYX IMOCICIAHUX



TaKUX OCJIOKHEHHM HE OMMCAaHO. 3BECTHBI €Ie HEKOTOPBIE PEIKHE CUCTEMBI
TPyl KpOBH, BaKHbIE C I'€HETHMYECKOM TOUkKM 3peHud. Cpeay HUX MOXHO
Ha3BaTh Diego — cucteMy, MPaKTUUECKU HE BCTPEUAIOIIylocs y JkuTeneil EBpors
u 3amagHoil AQpHUKH, HO H3PEIKa BBISIBIAEMYIO Yy JIMI[ MOHTOJOMIHOM pachl,
3a UCKIIFOUEHHUEM 3CKHMOCOB.

OTHOCHUTENBHO HEAABHO OOHapyXkeHa cucreMa Xg, MpeICTaBIsIoIast
OCOOBIi  MHTEpeC, MOTOMY YTO KOAMPYIOIIMH €€ TeH  pacHojoXeH B
X-xpomocoMe. OTO TmepBas W3 U3BECTHBIX CUCTEM TIPYIIl KPOBHU, CLIETVIEHHAS C
IOJIOM.

3navenne. 13 onucanus cucrem ABO u pesyc sICHO, 4TO TpynIsl KpOBH
UMEIOT 3HAYEHHUE I TEHETUYECKUX MCCIENOBAaHUN W U3yuyeHus pac. OHU JIETKO
ONPEAEISIFOTCS, MPUYEM Y KaKJIOr0 KOHKPETHOIO 4YeJIOBEKa JaHHas rpynmna Judo
€CTh, MO0 ee HeT. Ba)XHO OTMETHTh, YTO XOTS T€ WM WHBIE TPYIIBI KPOBU
BCTPEYAIOTCs B Pa3HBIX MOMYJIALUAX C pa3HOU YaCTOTOM, HET HUKAKUX OCHOBAHUU
YTBEPXKAaTh, YTO ONPEEICHHbIE TPYIIIbI JAIOT KaKue-11u00 MpeuMyliecTBa. A TOT
(dakT, 9YTO B KpPOBU y MpPEACTaBUTENCH pa3HbIX pac CUCTEMBbl TPYII KPOBH
NPAKTUYECKH OIHU U TE JKE, JeNaeT OEeCCMBICIECHHBIM pa3JeieHHe PACOBBIX M
ATHUYECKUX TIpPyHN IO KPOBU (CHETPUTSHCKAs KPOBb», «EBpEICKas KpOBbY,
«IIBITAHCKAsl KPOBBY).

I'pynmbl KpOBM MMEIOT Ba)KHOE 3HAYEHUE B CyA€OHOM MEIWLMHE IS
YCTaHOBJICHHsI OTLOBCTBA. Hampumep, ecim XeHumHa ¢ rpymnmnod kposu 0
IPEABIBIAECT MYKUMHE C IPYNIOW KpoBU B HCK, 4TO UMEHHO OH SABIIAECTCA
OTLOM €€ pebeHKa, UMEIOIIEro Ipynmy KpoBU A, cyld JOKEH MpU3HATh
MYy>K4YMHY HEBHHOBHBIM, TaK KaK €ro OTLOBCTBO '€HETMYECKH HEBO3MOXKHO. Ha
OCHOBaHMM JaHHbIX O Trpynnax kpoBu no cuctemam ABO, Rh u MN vy
OpeanojgaraéMoro OTLa, Marepu M peOeHKa, yaaercs omnpaBaarh Ooblle

NOJIOBUHBI MY»)4UH (51%), 10’KHO OOBUHEHHBIX B OTI[OBCTBE.



NHorna B KpUMUHAIMCTUKE BO3HUKAET 3aJ1a4a OIPEAEIUTh, OCTaBICHO JIHU
JAHHOE IIATHO KPOBH YEJIOBEKOM UIIM OHO UMEET KUBOTHOE IIPOUCXOKIECHUE. XOTs
y Pa3HbIX BUJOB JKUBOTHBIX MMEIOTCSI TpyHnoBble (akTOpel KpoOBU (YacTo
MHOTOYHUCJIEHHBIE), CHCTEMA TPYII KPOBH HE JOCTHINIA y HHUX TAKOrO0 YpPOBHS
pa3BuTHs, Kak Yy denoBeka. Ilpum wuccnenoBanum ISATEH UCITOJIB3YIOT
cnenuuueckue JUisl KaKJOro BHJa AaHTUCBIBOPOTKH  TNPOTHUB  HEKOTOPBIX

KHNBOTHBIX TKaHeﬁ, B TOM 4YHCJIC KPOBH.



8. U3MeHYHBOCTH U METOAbI €€ H3YUCHUSA

N3MeHYMBOCTHI0 HA3BIBAIOT BCKO COBOKYITHOCTH PA3JIMYUUA 110 TOMY WU
WHOMY MPHU3HAKY MEXAY OpraHu3MaMH, NPUHAJICKAMUMHU K OJHOM U TOU XKe
OpUPONHOM  momymsiuuu  wid  Buay. [lopasutenbHoe  Mopdonoruueckoe
pazHooOpasue ocobell B mpezenax Jo00ro BUaa NpUBIECKIO BHUMaHue [lapBuHa u
VYonneca BO BpeMs UX NMyTEMIECTBHI. 3aKOHOMEPHBIN, MPEACKA3yeMblil XapakTep
nepeayu TakKuX pasIndui MO HACJIEACTBY MOCIYKHII OCHOBOM I WCCIIEIOBAHUN
Menpens. J[apBuH yCTaHOBUII, UTO ONPEAECICHHBIE MPU3HAKU MOTYT pa3BUBAThCS B
pesyabTare oTbopa, Torna kak MeHaenb 0ObsICHUI MEXaHU3M, 00eCIeUnBaIOIIUN
nepeady u3 MOKOJEHUS B MMOKOJICHUE IPU3HAKOB, IO KOTOPBIM BEJETCS 0TOOP.

Menzaenp onucain, KakuM 00pa3oM HACJIEICTBEHHBIC (DAKTOPHI OMPEACIISIOT
TEHOTHUII OPTaHU3Ma, KOTOPBIM B MPOLIECCE PA3BUTHS MPOSIBISAECTCSA B CTPYKTYPHBIX,
dusnonornyeckux W OMOXMMHUYECKHX  ocoOeHHOcTsX  (enotuna. Ecnu
dbeHoTUnIUECcKoe MPOSIBICHUE JII0O0T0 MpHU3HAKa OO0YCIOBICHO B KOHEUHOM CYETE
reHaMy, KOHTPOJUPYIOUIMMU JTOT TMPU3HAK, TO HA CTENEeHb pPa3BUTHUS
ONPEAEIECHHBIX MTPU3HAKOB MOXKET OKa3bIBaTh BIMSIHUE CPEA.

N3yuenne (eHOTUNMMYECKUX pa3auduil B J1H000H OOJBIION MOMYISAIUN
MOKA3bIBAET, YTO CYHIECTBYIOT JBE (OpPMBI H3MEHUYMBOCTU - JHUCKPETHas U
HenpepbIBHAsA. J[7s M3ydeHUs: M3MEHYMBOCTH KaKOTO-IMOO TpHW3HAKA, HAMPUMEP
pocTa y uenoBeKa, HEOOXOAMMO H3MEPUTh ITOT MPHU3HAK Yy OOJBIIOTO YHCIIa
WHJVMBHUIYYMOB B H3y4aeMOW MOIMYJSIUU. Pe3ynbrarel U3BMEpEeHU NPEACTABISAIOT B
BUJIE€ TUCTOTPAMMBbI, OTPAXkAIOIIEH pacupeieIeHHe YacTOT Pa3JIMYHbIX BapUAHTOB
3TOTO MPU3HAKA B MOMYJISLINH.

JAuckperHass M3MeHUYMBOCTb. HekoTropele mNpuU3HAKU B  MOMYJSIIIUU
IIPEACTABIEHbl OrPAHUYEHHBIM YHCIIOM BapUaHTOB. B 3THX ciydasx pa3nuaus
MEXIy OCOOSMM YETKO BBIPAXKEHBI, a MPOMEKYTOUHBIE (POPMBI OTCYTCTBYIOT; K

TAKUM IIpU3HAKaM OTHOCATCA, HAIpUMCpP, TI'PYHIIBI KPOBHU Yy YCJIOBCKA, IJIMHA



KpPBUIbEB y Ap030(uUiIbl, MeJIaHHCTUYecKass W cBemias (opmbl y Oepe3oBoii
nsgenunibl (Biston betularia), anuna cronbuka y nepsoupeta (Primula) u mon y
KUBOTHBIX U pacTeHui. [lpu3Haku, UIsi KOTOPBIX XapaKTepHa JUCKpPETHas
W3MEHUYNBOCTH, OOBIYHO KOHTPOJIUPYIOTCS OTHAM WJIH ABYMS TJIaBHBIMH T€HAMH, Y
KOTOPBIX MOXKET OBITh JBa WM HECKOIBKO aJjiesied, W BHEUIHHE YCJIOBHS
OTHOCUTEIIFHO MaJIO BIMSIOT HA UX (PEHOTUIIUYECKYIO IKCIIPECCHIO.

[TockonbKy AMCKpeTHass M3MEHYMBOCTH OTpaHUYEHA HEKOTOPHIMH YETKO
BBIPOKEHHBIMU TIPU3HAKAMHY, €€ HA3bIBAIOT TAK)KE KAYECTBEHHOW M3MEHUYMBOCTHIO
B OTJIMYHE OT KOJMYECTBEHHOM, MJTM HEMPEPHIBHON, M3MEHYNUBOCTH.

HenpepoiBHass u3MeHYMBOCTb. [[0 MHOTMM TMpU3HAKamM B TOMYJISIIUU
HAOJI0AACTCS TIOJHBIN PSI/T TIEPEXO/I0OB OT OJHOM KPAHOCTH K APYroi 0e3 BCAKUX
pa3psiBoB. Hanbonee spkuMu mpuMepaMH CIIyKaT Takhe NMPU3HAKH, KaKk Macca
(Bec), MuHEHHBIC pa3Mepsl, popMa U OKpacka OpraHu3Ma B IIEJIOM HIIM OTAEIBHBIX
ero dacreil. YacToTHOE pacmpefeneHHe IO MPU3HAKY, MNPOSBISIOIEMY
HEMPEPHIBHYI0O  W3MEHYHUBOCTb,  COOTBETCTBYET  KPHUBOM  HOPMAaJbHOTO
pacnpezaeneHusi. BoNbIIMHCTBO 4YIEHOB MOMYNSIMU MOMAAAE€T B CPEAHIOI YacCTh
KPHUBOM, a Ha €€ KOHIIaX, COOTBETCTBYIOIINX JABYM KpailHUM 3HAUYEHUSM JAHHOTO
NpU3HaKa, HAXOAUTCS MPUMEPHOE OJMHAKOBOE (OYEHb Mallo€) YHUCIO OCOOeH.
[IpusHaku, 711 KOTOPBIX XapaKTepHa HEMpepbhIBHAS MU3MEHUYUBOCTbH, 00YCIOBIICHbI
COBMECTHBIM BO3JICHCTBUEM MHOTHX T'€HOB (IIOJUT€HOB) M (PaKTOPOB CpEIbI.
Kaxmp1it 13 3TUX TE€HOB B OTJEIBHOCTH OKa3hIBACT OUYCHb HEOOJBIIOE BIUSHUE HA
(beHOTHIT, HO COBMECTHO OHU CO3AI0T 3HAYUTENbHBIN YPQEKT.

Buausinue cpenbl. [maBHbli  ¢dakTop, JACTSPMUHUPYIOMIHN  JTt000H
(EeHOTUNTUYECKUI TPU3HAK, - 3TO T€HOTUI. [ €HOTUIT OpraHu3Ma OIpenessieTcs B
MOMEHT OIUIOJIOTBOPEHMS, HO CTEMEHb MOCIEAYIONe JKCIPEeCCHd ITOTO
TeHEeTHYECKOTr0 MOTEHIIMAJIa B 3HAYUTEIHLHOM Mepe 3aBUCUT OT BHEUTHUX (PaKTOPOB,
BO3JICHCTBYIOIIMX Ha OpPraHW3M BO BpeMs €ro pas3BuTus. Tak, Hampumep,

UCTIOJIB30BaHHBIN MeHierneM copT ropoxa ¢ JUIMHHBIM CTe0JIeM OOBIYHO JOCTHTral



BbICOTHI 180 cM. OpHako yisi 3TOTO €My HEOOXOIUMBI OBLUIM COOTBETCTBYIOIINE
yCIIOBUS - OCBElIEHUE, CHabXeHue BOJMOM M xopomias nouBa. [Ipu orcyrcTBUUM
ONTHUMAJIBHBIX YCIOBUHN (IIPH HAIMYUN JTUMUTHUPYIOMUX (HAKTOPOB) T€H BHICOKOTO
cTeOIst HEe MOT B MOJTHOM Mepe MPOSBUTH CBOE AeiicTBHE. D(D(EeKT B3auMoaeicTBHs
TeHOTUIa U (DaKTOPOB CpeNbl MPOJEMOHCTPUPOBaN JaTckuil reneTuk Morancen. B
psiZie SKCIIEPUMEHTOB Ha KapJIMKOBOM (pacosiu oH BBIOMpaN U3 KaXA0ro MOKOJIEHUS
CaMOOMBUISBIIUXCA PACTEHUM CaMble TSKEIbIE M CaMble JIETKUE CEMEHAa U
BBICAKMBAJI MX JUISI TIOJYYEHHUs CcleAyromero rmnokoneHus. [loBropsas atu
AKCIIEPUMEHTHI Ha MPOTSHKEHUU HECKOJBKUX JIET, OH OOHAPYXKWI, YTO B Mpejenax
TSDKEIIOW» WIIA <«JIETKOM» CEJEKIIMOHHOW JMHUU CEMEHa Majo pa3jinyajuch IO
CpEIHEMY BECy, TOrla KakK CPEOHUM BEC CEMSH M3 PAa3HbIX JIMHUM CHJIBHO
paznuuancs. OTO TMO3BOJISIET CUUTAaTh, YTO HAa (PEHOTUIUYECKOE MPOSIBICHUE
MpU3HAKa OKa3bIBAIOT BIMSHUE KAK HACIEICTBEHHOCTh, Tak W cpena. Ha
OCHOBaHMHM  3THUX  pE3ylbTaTOB  MOXHO  ONPENEIUTh  HENPEPBIBHYIO
(EeHOTUNHMYECKYI0 W3MEHUMBOCTh KaK «KYMYJISTHUBHBIN 3((HEKT BapbHPYIOIIUX
(bhakTOpOB Cpe/ibl, BO3ACHCTBYIONMX HA BaprabenbHbIN reHoTum». Kpome Toro, 3Tn
pe3yabTaThl IOKAa3bIBAIOT, YTO CTENEHb HACIEAYEMOCTH JAaHHOIO MPU3HAKA
ONPENIEISAECTCS B MIEPBYIO OUEpPEIb FEHOTUIIOM. UTO KacaeTcs pa3BUTHS TAKHX YUCTO
YEJIOBEYECKUX KAaYeCTB, KAK MHJWBUYAJIbHOCTh, TEMIEPAMEHT U WHTEIUICKT, TO,
Cylsd MO MMEKIIMMCS JTaHHBIM, OHU 3aBUCST KAK OT HACJEACTBEHHBIX, TAK U OT
cpenoBbIX (HhaKTOPOB, KOTOPHIE, B3aUMOACHCTBYS B Pa3IMUHON CTETIEHU y Pa3HbBIX
WHJVBHUAYYMOB, BIHSIOT Ha OKOHYATEJIbHOE BBIPAKECHHE NpU3HAKa. IMEHHO 3TH
paznuyus B T€X U APYTux (pakTopax co3lal0T (PEHOTUIMUYECKUE PABTUUUS MEKITY
VHIUBUJyyMaMu. MbI MOKa €nie He pacroiaraéM JaHHBIMHU, KOTOPBIE TBEPHO
yKa3plBaIu OBl Ha TO, YTO BIMSHUE KaKUX-TO M3 H3TUX (HaKTOPOB BCerma
npeo0iiajlaeT, OHAKO Cpe/la HUKOIJAa HE MOXET BbIBECTH (DEHOTHN 3a MPEebl,

ACTCPMHUHHUPOBAHHBIC ITCHOTUIIOM.



HUcTtounuku usMeHYuBoCTH. HeoOxoaumo sSICHO MpencTaBisTh cede, 4To
B3aUMOJICIICTBUE MEXKIY AUCKPETHOW M HENMPEPBHIBHOM M3MEHUYHMBOCTBIO U CPEHOM
JeJaeT BO3MOXHBIM  CYIIECTBOBAaHHME JBYX OpPraHU3MOB C HJIECHTUYHBIM
¢enorunom. Mexanuszm pemnukanuu JIHK npu murtoze croiap Omu3ok K
COBEPUIEHCTBY, YTO BO3MOKHOCTH T'€HETHYECKOW M3MEHUYMBOCTH Y OPTAHU3MOB C
OecrnosbiM pa3MHOXKEHUEM O4eHb Majibl. [loaTomy mrobast BuaMMasi N3MEHUYUBOCTD
y Takux OpPraHU3MOB MOYTH HaBEpHOE OOYCJIOBJIEHA BO3JACHCTBUSIMU BHEIIHEH
cpenbl. UTo ke KacaeTcs OpPraHu3MOB, PAa3MHOXKAIOIIMXCA IOJIOBBIM IIYTEM, TO Y
HUX €CTh IIMPOKHE BO3MOXHOCTH IS BOBHHMKHOBEHMSI T€HETHUECKHX Pa3JINYUU.
[IpakT4eCK HEOTPAHUYEHHBIMU HMCTOYHUKAMU TE€HETUYECKOW W3MEHYMBOCTHU
CIIy’KarT JjBa IIpoLecca, MPOUCXOASIINE BO BpEMs Meo3a:

1. PenunpokHblii OOMEH T€HaMH MEXIY XpOMaTHIaMH TOMOJIOTMYHBIX
XPOMOCOM, KOTOPBIA MOXKET IPOUCXOUTH B npodaze 1 meito3a. OH co3/1aeT HOBbBIC
IPYINIbl  CHEIUICHMS, T.€. CIYKUT BaXHbBIM HMCTOYHUKOM T'€HETUYECKOU
pPEKOMOMHAITUN aJlIesCH.

2. OpwueHTanus Tap TOMOJOTHYHBIX XpPOMOCOM (OWBAaJICHTOB) B
AKBATOPUAJIBHOM IUJIOCKOCTH BepereHa B Meradaze [ wmeiioza omnpenensier
HanpaBJIeHWE, B KOTOPOM KaKJbIH WIIeH Maphl OyAeT nepeMeriarscs B aHadasze l.
DTa OpueHTalus HOCUT ClydailHbld Xxapaktep. Bo Bpems meradasbr Il mapsr
XpOMaTU OPUEHTUPYETCS CIydallHbIM 00pa3oM, U 3THM OMpPEEISIeTCs, K KaKOMy
U3 JABYX NPOTUBOIIOJIOXKHBIX IOJIFOCOB HANPABUTCA Ta WIA MHAsg XpOMOCOMa BO
Bpemsi anadasbl II. CnyualiHas opueHTauus W TOCIEIyIolee HE3aBHUCHUMOE
pacxoxzaeHue (cerperanus) XpoMOCOM JeNaloT BO3MOXKHBIM OOJIBLIOE YHCIIO
Pa3IMYHBIX XPOMOCOMHBIX KOMOWHAIIMI B raMeTax; YUCJIO 3TO MOXKHO TOACYUTATb.

Tpernii ICTOYHUK U3MEHYMBOCTH IIPU MOJIOBOM PAa3MHOKEHHUH - 3TO TO, YTO
CIMSIHUE MYKCKMX UM JKCHCKHUX TaMeT, MpUBOAdIlee K OOBEAMHEHHIO JBYX

raruIOUIHBIX HAaOOpPOB XPOMOCOM B JUILIOMIHOM SIIPE 3HUTOTHI, ITPOUCXOJIUT



COBEPILEHHO CIy4YailHbIM 00pa3oM (BO BCSKOM CIIy4ae, B TEOPHUH); JIF0OAs] My»XCKas
rameTa MOTeHLUAJIbHO CIIOCOOHA CIUTHCS C JIF00O0M KEHCKON TraMeTOM.

OTH TpU HCTOYHMKA TEHETHYECKOM M3MEHYMBOCTH M OOECHEUMBAIOT
NOCTOSIHHYIO «II€PETACOBKY» T€HOB, JIEXKAIlyl0 B OCHOBE IPOUCXOMAIINX BCE
BpeMsi TeHeTHUeCKuX u3MeHeHud. Cpena OKa3bpIBaeT BO3IECUCTBHE HAa BECh Pl
NOJTYYaOUINXCsl TaKUM 00pa3oM (PEHOTHIOB, U T€ U3 HUX, KOTOPBIE JIyUllEe BCETO
IpUCIIOCOONIEHBI K TaHHOM Cpefie, IPeyCcleBaoT. TO BEAET K U3MEHEHUSIM 4acTOT
ajuleNiedl U FeHOTHNOB B momyssauud. OQHAKO 3TH MCTOYHUKU MU3MEHYMBOCTH HE
HNOPOXKJIAIOT KPYIHBIX M3MEHEHUW B T€HOTHUIIE, KOTOpPblE HEOOXOAMMBI, COIIACHO
SBOJIIOLIMOHHON TEOPHH, IUIsI BOSHUKHOBEHHsI HOBBIX BHUAOB. Takue HM3MEHEHUS

BO3HUKAIOT B PE3YJIBTATE MyTalLUH.
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