*3aHaTtre Ne 1
Tema:

«LIMTONIOrMYECKMUE
OCHOBDb|
HACNEACTBEHHOCTM>



MEOULIMHCKOU FrEHETUKU KAK

TEHETUKA — 3To Hayka o
HacrneaACTBEHHOCTU U UBMEHYMNBOCTMU
OpraHU3MoB.

MEOUWUUNHCKAA TEHETUKA -
n3yyaert 3aKkoHOMepHoCTH

HaclnieacrBeéHHOCTU " USMEHYNBOCTU C

TOYKU 3pEeHUA NaTONOrnMn(oHa BhIABNAET
NPUYNHBbI BOBHUKHOBEHUA HacneacTBeHHbIX
bone3Hen, paspadbaTbiBaeT Mepbl NO
npodunakTuke 0encTBnUA MyTareHHbIX




MepBble npeacTaBneHuUs o nepegaye NaTonorM4eCKUX HacneacTBeHHbIX
NpPU3HaKoB OoTpaXxeHbl B Tanmyae (cobpaHue AOrMaTtM4ecKkux, pesiurmo3Ho-
3TUYECKNX U NPaBOBbIX NOJIOXEeHUU nyaan3ma, CroXXmMBLUUXCA B IV B. 4O H. 3. —
V B. H. 3.).

B XVIll B. onncaHo HacnegoBaHne AOMUHAHTHOIO (MONMAOAKTUNUSA -
MHOronanocThb) U peuecCUMBHOrIo (arnibOMHN3M y HErpoB) NPU3HAKOB.

B Havane XIX B. HECKONMbKO aBTOPOB OAHOBPEMEHHO onucanu HacriegoBaHue
remocounuu.

JNloHpoHckun Bpay Agamc usgan B 1814 r. nepBbIv CNIPaBOYHUK ANA
reHeTn4ecKoro

KOHCYNLTUPOBaHUA: « TpaKTaT 0 npeAnonaraeMbiX HacneaACTBEHHbIX CBOUCTBaX
oone3Hen, OCHOBAHHbLIX HA KITIMHUYECKOM HabnoaeHun».
B cepenuHe XIX B. B Poccuu Hag npobnemMamm HacneaCTBEeHHbIX 6one3Heun

pabotan B. M. ®nopuHckuin. B cBoux Tpyaax oH npaBuiibHO OLeHUS1 3Ha4YeHne
cpeabl Ana dopMMpoBaHUA HacneACTBEeHHbIX MPU3HAKOB, NOAYEPKHYN Bpen,
pOACTBEHHbLIX OpakoB, NoKa3as HacneACTBEHHbIN XapaKTep MHOIMMX
NaToryiorn4YeCcKnxX NPU3HaKoB (rMyXOHeMoTa, anbonHN3Mm, 3afa4bs ryoa, NnopoKu
pa3BUTUA HEPBHOU TPYOKMN).

B nocnegHen yetBeptu XIX B. HaUOONbLIKUKU BKIag B CTaHOBSIEHUE FeHEeTUKU
yenoBeKa BHeC aHrnmMnckum ononor ®. NansToH (ABOOPOAHLIN OpaT Y.
HNapBuHa). OH nepBbLIM NOCTaBUI1 BONPOC O HacNeACTBEHHOCTU YenoBeKa Kak
npegmeTe ANA n3yYyeHus, o0ocHoBarn NpMMeHeHue reHearnorn4ecKkoro,
ONN3HEeLo0BOro U CTaTUCTUYECKOro MeToA0B AN ee U3YyUYEeHUS U 3aroXun

ACLADLI Mrna Aunviiiarna NA2°DIATIAAG FOALATIAVIA UAFMADAKYA



B 1865 r. yewickuu yueHbin I'. MeHaenb rnyboKo 1 nocrieaoBaTesibHO C
MaTeMaTU4eCKMM OonucaHMeMm B onbiTax Ha ropoxe cpopmyrnupoBasn 3aKOHbl
AOMUHNPOBaHUSA OJ1S NepPBOro NOKosfieHUs rmopuaos, pacLuensieHns u
KOMOWHUPOBaAHUA HacsieACTBEHHbIX NPU3HAKOB B NOTOMCTBe rmopunaos. OToT
BaXXHeULLMN BbIBOA AOKa3ars cyulecTBoOBaHUe HacneaAcTBeHHbIX (DaKTOpoOB,
AeTepMUHUPYIOLWNX pa3BUTUE onpeaesieHHbIX npu3HakoB. Paborta I'. MeHaens
ocTaBariacb HenoHATou 35 nerT.

B 1900 r. Tpu 60TaHMKa HE3aBUCUMO APYr OT ApYyra, He 3Has paboTbl I'.
MeHaens, Ha pa3HbIX 00O bEKTax NOBTOPUINM ero oTKpbiTue: fle Ppus ns
lonnaHguu — B onbiTax ¢ 3HOTEpPon, Makom u aypmaHom, KoppeHc n3
lepmaHumn — ¢ Kykypy3on, n Hepmak ns ABCTpmn — C ropoxom.

* [MoaTomy 1900 r. cunTaeTca roqom poxaeHus reHeTnku. C Hero Havancs nepuop,
U3y4eHUs HacneacTBeHHOCTU, OTNINYMUTESIbHOU YePTOU KOTOPOro cTasn
npepnoXeHHbIn paHee I'. MeHaenem rubpmuaoonorM4eckun MeTon, aHanus
HacneaoBaHUA oTAeNbHbLIX NPU3HAKOB poauTernen B NOTOMCTBe.

e B 1905 r. B. B3aTCOH npeanoXxun TepMUH «reHeTuka», a B 1909 r. B. MoraHceH
NpeanoXun TepMUH «reH» (OT rpeyvYecKoro genes — PoXaaroLwnn, POXXKAEHHbIN)
Ansa o6o3HavyeHns HacneacTBeHHbIX (hakTopoB. COBOKYNMHOCTbL BCEX FreHOB Y
OO4HOMW 0COOMU YyYeHbIN Ha3Basn reHOTUNOM, COBOKYMNHOCTb NPU3HaKOB
opraHusma — (peHOTUNoM.

e BPoccun B 1919r. 0. A. DununyeHkKo opraHnsoBarn nepByro Kadeapy
reHeTUKM B JleHUHrpaackom yHuBepcurteTte. B 3To Bpemsa padbotan monoaou H.
U. BaBunos, cchopmynupoBaBLUMM OOAMNH U3 FTEHETUYECKUX 3aKOHOB — 3aKOH
roMoJsIorM4ecKux psaaoB HacreacTBeHHON NU3MEHUYUBOCTM.



KoHeL 20 — Ha4yarno 30-X roaoB XapakTepu3yrTcsa 4OBOSIbHO O0NbLLWVMU
ycnexamMmu B pa3BUTUU reHeTUKU. K aTomy BpemeHun ctana oowenpmsHaHHOMU
XpOMOCOMHas Teopus HacneacTBeHHoCcTU. T. MopraH u ero y4eHUKu
3KCnepuMeHTanbLHO AoKa3arnu, YTO reHbl pacnosioXeHbl B XpOMOCOMax B
FINHEMHOM nopsiaKke oo6pasyroT rpynnbl cuenseHus.

B Hawen ctpaHe ocob60ro ynommHaHus 3acnyxuBaet Meauko-reHeTU4ECKUMN
MHCTUTYT, KOTOPbIN PyHKLUMOHMUpPoBarn ¢ 1932 no 1937 r. Mpun HemM ObIn
OpraHu3oBaH LeHTp OfIM3HeLlOBbIX Uccrie4oBaHUU, B KOTOPOM LUMPOKO
n3y4varimcb KOrim4eCTBeHHbIe NPU3HaKU Yy YerioBeKa n 60orne3Hu c
HacneACTBEHHbIM NpegpacnonoxeHueM (AMadeT, rmnepToHU4yecKkas
Oone3Hb, A3BeHHas 6one3Hb 1 Ap.). TanaHTNUBLIA KNUHULUCT U reHeTuk C. H.
[JaBuaeHKOB nepBbIM B Halleu CTpaHe HaYvan npoBoAUTb MeAUKO-
reHeTU4YeCcKoe KOHCYNbLTUpoBaHUe U pa3pabaTtbiBaTb METOAUKY I3TOro BUAa
MeANLMHCKON NOMOLLU.

B 1953 r. [l. YOTCOH 1 ®. KpuK OTKpbININ ABYXLIENOYE4YHY CUpanbHYHo
(npocTpaHCcTBEHHYO) CTPYKTYpY monekyn OHK.

B 1956 r A. JleBaH 1 [1X. To yCTaHOBUIN, YTO Y YenioOBeKa XpPOMOCOMHbIN
Habop COCTOUT U3 46 XPOMOCOM, a Yepe3 Tpu roaa ObISfin OTKPbITbI
XPOMOCOMHbIe 60re3Hun.

B Pecnybnuke benapycb 0CHOBblI MEAULUMHCKOU FeHETUKU 3ar10XKNUI1 LULMPOKO
U3BeCTHbIX NaTonoroaHaTtom, YneH-koppecnoHaeHtT AMH CCCP 1O.T.
N'ynbkeBund. JanbHenwee pa3BUuTHE MeAULIMHCKON reHETUKN B HaLLeun
pecnyonuke npoaomxunu . U. Jlaswok, B. . KynaxeHko, U. H. Ycos.
Bnarogapsa . . Nla3oky co3zaoaH MHCTUTYT BPOXAEHHbLIX U HacneaACcTBeHHbIX



KRJ1eTKa — OCHOBHaA reHetTn4yeckKkasa m

CTPYKTYPHO — PYHKLMOHaNbHasaA bMonornyeckas

eAuHnLUa

Knetka 6bi1s1a OTKpbITa B 1665 . PobepTom
[YKOM.

Bbonee noapobHO oHa Obina nsy4vyeHa BoO BTOPOU
nonoBuHe XX B. bnarogapsi Tomy, 4TO HapsAay co
CBeTOBbLIM MUKPOCKOMOM CTasriv LUMPOKO
MCNOoSib30BaTbCA Apyrvue metoabl
uccrneaoBaHUSA: FTMCTOXUMUYECKUN,
3NIeKTPOHHOU MUKPOCKONUMN,
PEHTreHOCTPYKTYPHOro aHanus3a,
aBTopaguorpadgvmu (BBeaeHue MevYeHbIX
pPaanoOaKTUBHbLIX aTOMOB B KNETKH),
FIIOMUHECLIEHTHOM U ynbTpaduoneToBoun
MUKPOCKONUU, 3ameaneHHON KNHOCbEMKU. B
HacTosLee BpeMs U3BECTHO, YTO KreTKa
ABNAETCA OCHOBHOMN CTPYKTYPHOU U
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Bupychl (oT nart. virus — 94) —
HeKneTo4yHble oOpMbl XU3HU C
NPOCTbIM CTpOEeHneM( HyKnemHoBas

kucnorta (AHK nnn PHK) n 6enkoBas
obonoyka — Kancuaga.

ABnaroTCHa OONUraTHbLIMMW

(o6si3aTesnibHbIMU) Napa3uTaMMm.

[1P.: BUpyCbI rpunna, noNnMoMmMenuTa,
OelwleHCTBA, OCnbl, repneca, BUpyc
nMmMyHoaeduuuta Yyenoseka — BUY u gp.




dopma BMpyCcoB BeCbMa pa3Hoobpa3Ha:
chepuyeckasn (LuapoBuaHas),
nanoykoBugHasa (HUTeBuagHas).



1IMNVRAQpYYIVIE DI (O] Jial. PrOo — 1ICcpPCL

paHbLue U rpedy. karyon — aapo,
OyKkBanbHO «npeabAAepHbIE») — 3TO
Oaktepun " CUHe-3eneHble
BoOoOpocCnu (UumaHobaKkTepum).

OCHOBHBIE MPU3HAKW NPOKAPUOT: —
1) OTCYTCTBUE SAAEPHOW OBONOYKY; T e
2) OOHA MOJEKYNA OHK 3AMKHYTA B Rl R
KOnbLO;

3) HET BENIKOB MMCTOHOB, KOTOPbIE
YNAKOBbIBAIOT OHK; PUBOCOMB]
4) OHK OECTMUPAIIU3OBAHA (PACKPYYEHA); ~
5) HE MO3AUYHA, TO ECTb M
WH®OPMATMBHbIE MEHbI PACNONOXEHbI
HEMPEPLIBHO (HET CNEHCEPOB —
HEMH®OPMATUBHbIX YYACTKOB, KOTOPbIE
Y 3YKAPUOT HAXOOATCSA MEXOY
WH®OPMATUBHbLIMU FEHAMM);
6) TPAHCNAALMSA BbICTPO CNEQYET 3A
TPAHCKPUMNLINEWN;

7) N-PHK XPAHUTCS HEQONIO;

8) OTCYTCTBUE OPFTAHOWOB, UMEIOLLINX
MEMBPAHHOE CTPOEHME, KNETOYHOIO
LIEHTPA;

9) HANTMYUE ME3OCOM (BNAYUBAHUNA

KNETOYHOW MEMBPAHbI), BbIMOJTHAKOLMNX
AVHIILIAUA ODFAHOUUNOR

LlnTonnasma

4

MKryTmk

Hykneouna
(3amkHyTaa OHK)



VY RApPVIVUI DI (OT I'PEY. Iy -
NONMHOCTbLIO, KAPUOH — AQPO0) —3TO
OpraHu3Mbl, KNeTKU KOTOPbIX
UMEIOT:

1)ochopmMrieHHOe Aano (eCcThb

aaepHas o6on Ve’ ’_\\\
2)umTonnasmy I f e "
opraHonaamMmnm /P rivtadon:.

K aykapuotam KA '::::{fl‘/
OTHOCATCS BCe R
)XUBOTHbIE, Uh

pacTeHusa u e el



Y aykapuor:

1) AHK moXxeT cnnpanun3soBaTbCA U
yrnakoBbIBaTbCA DefikaMn-ructoHamu, a npum
AerleHUN KNeToK obpasyroTca XpOMOCOMbI,

2) AHK mo3auy4Ha, To eCTb MexAay
MH(POPMaATUBHbLIMM reHaMu, pacnosararTCs
cnencepbl (HeMHpOPMaTUBHbLIE YHACTKN) U
BHYTPU UH(DOPMATUBHbIX FEHOB — UHTPOHDI
(HeMH(opMaTUBHbIE YYaCTKMU),

3) y 3yKapuoT B a4pe U Npu BbiXxoae U3 Hero
npoucxoauTt pgo3peBaHne nipopmaumoHHou PHK
— npoueccuHr (HemHdgopmMaTUBHbIE Y4Y4aCTKU
Bblpe3aroTCH C MOMOLLLIO (hepPMEHTOB, a KOHL b
MH(POPMaTUBHbIX CLUMBAIOTCS),

AN\ 2 DHV meAaAWwWoaT AAYNRALIATL AA ATLACIATO ML LIA



XMMUn4YeCcKum coctaB KNeTKM:

o )

opraHunyeckue
HeopraHn4yeck B-Ba:
ue - 6enKu,
B-Ba: - HYKITeMHOBbIEe

-BOAa, KUCIOThI,
-MUHepanbHble - AT,
conwu - yrneBoabl,

- XKMpbl)




benku — 310 _NonMMep.bl

(OT rpeu. polis — MHOMOYNCIEHHbIN),

cocrtoduiine n3 MOHOMEPOB

(aMUHOKKCNOT- 0020

nentTnabl - COeEAMHEHNA W3
HECKOJIbKNUX aMWHOKWNCJIOT.

B 3aBMCMMOCTU OT WUX KONu4YyecTBa
ObiBalOT Au-, TPU-, TeTpa-, NMeHTa- Uunu
nonunenTtuabl (cogepxat oT 6—10 Ao
HEeCKOJNIbKUX OeCATKOB aMWHOKUCIIOT).




YpOBHU oOpraHusauuu
OenkoBbIX MOMEKYyn:

IIepenvHaz cTPyKTYpa
(Hemouxa aMHHOKHCIOT) Bropuunas

OH' cTpyKTypa TpeTHuHaa cCTPYKTYpa YeTBepTHUYHAA CTPYKTYpPA
(e-crmpans) | (xnybox benkog)
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PYyHKUUN OernKoB:

Heurarensusie Oenkn
(AKTHH, MHMOZHH | ap.

Pervasropusie Denku
(I MCTOHLL, penpeccopsl

HAap.)
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META®A3HBIX XPOMOCOM
YEJIOBEKA.

NMOHATUE O KAPUOTUIIE. -
XpoOMOCOMBI (OT rpey. Ypwua — =
LUBeT Uu CWUHa — Terno) —
HyKNneonpoTeunaHble CTPYKTYpPbI B

Aaape 3YKapuoTU4eCcKou KIeTku ,
npencTaBnsaAlOT COO0OU BbICOKYIO

cTerneHb KOHOeHcauum XpoMaTuHa
(AHK), nocTosAAHHO

FEMIACCNTITCOT DN /LAILIIIAErENS D IFIMmMATANAULIASRNA




XpomMocoma — 3T0
MHTEHCMBHO OKpalleHHoe
Tenbue. Obwas annHa
monekynsl JHK B
XPOMOCOME YenoBeka
(cpegHeun no pasmepam)

= &7 4 Xpowocoma  NOCTUTAET OK. 4 CM, a
ﬁr‘;mepa CyMMapHas AnmHa aTux
v

MONEKYN B KINETKe C
annnongHbIM (OBOUHBIM)
Habopom — okono 180 cm.
bnarogapa cnupanusauunm
[OHK n ynakoBke benkamu
ONVHHasA

monekyna OHK
yKOpa4nBaeTCcs
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[lpaBUNa XxpoMoCoM:
1. MpaBuUno NnocTosAHCTBA YUcria XpOMOCOM —

coMaTU4ecKne KIeTkn opraHn3ma Kaxkgoro Buaa MMeKT CTPOro onpeaeneHHoe
YNCNO XPOMOCOM (y YenoBeka — 46, Y KOLIKW - 38, y MyLLIKM Apo3odunbl - 8,
nowlagnHon ackapuabl - 2, y cobaku — 78, y Kypuubl — 78).

2.l1paBnNo NapHOCTU XPOMOCOM — kaxaas xpomMocoma B
coOMatTn4yeCKmnx KneTkax ¢ agunnjiongHbim Ha60pOM UMEET TaKylo XKe
OMOJSIOMMYHY0 «OANHAKOBYHO» XPOMOCOMY, MUOEHTUYHYIO MO pa3mepam, doopme,
HO HEe OMHAKOBYIO MO NPOUCXOXAEHMIO: OOHY — OT OTLa, APYryro — OT MaTepu.

3. NMpaBnno nHonBUAYanbLHOCTU XPOMOCOM —

Ka)kgas napa XxpoMoOCOM OThnyaeTcs OT ApYyron napbl paamepamm n oopmon,
KOTOpasd 3aBMCUT OT PacCroOfiIOXXeHNA LeHTPpOoMepLI, YepeaoBaHMEM CBETIbIX U
TE€MHbIX NONOC, KOTOPbIE BbIABNAKTCA Npu anddepeHumnanbHON oKpacke.

4. NpaBuno HeNnpPepPbIBHOCTW — nepen fenetnem knetkm

OHK yoBanBaloTCs; K KaXKgomn n3 ABYX UCXOOHbIX HATEN LOCTpanBaloTCA Mo
NpUHUMNY KoMnremeHTapHocTn HoBble HUTKU [JHK, B pesynsraTte obpasytoTca
nse monekynbl AHK, n3 KOTOpbIX Nosiy4yarTCs ABe CECTPUHCKNE XpomMaTunabl.



Bce xpoMocomMbI(46 wmyk unu
23 napbl, OUNs1I0UCHbLIU Habop)

noapasaensioT Ha :
4 \

AyTOCOMbDI [lonoBbl
(BCe Kpome

NonoBbIX) €

44 WITYKN UNu 22 (X nY)-1napa
napbol YK = XX

Y M. - XY




v, KITETKW: %

coMaTunyeckKume
NPUCyYTCTBYET
AUNNMOUAHLIN
(ABOUHOMWN)

Habop XPOMOCOM —
2n WUNn 46 WITYK, U3
HUX: 44(22napbl)-

NnoJioBbIE

ranyiongHbIn
(oAuHapPHbIW)
-1n.

nnum 23
XPOMOCOMbI, U3
HUX:

ayTocowm, 2(1 napa)— |22 WITYKWU-
nonosBble. ayTOCOMbI,
K:44+XX: M:44+ XY 1- nonoBas.




reHeTuyeckas MHopmauua CoaepxUTCcA B XpoMoCcomMax

Kapuotun yenoBseka

oAHa napa
XPOMOCOM

Y-Xxpomocoma
X-Xpomocoma



Kapnotun - COBOKYNHOCTb XPOMOCOM
KNeTKU, XapakTtepusyrLwjasaca ux
Yyucnowm, pa

Npoeorpamma (OT rped. idios -
cBOeobpasHbIn, gramme — 3arnncb) — amo
cCUcTeMaTu3npoBaHHbIU KAapPUOTMUI.



