OcCHOBBI
reHeTUKH

Kadeapa cnenuansnoi ncuxosoruu KI'TTY
K.M.H., 1oueHT bapaeukas 51.B.



¢ COBOKyﬂHOCMb 8cex 2eHoe, csiedosamesibHO, U
ecCHemMuUu4YecCKUX NMPpuU3HaKoe8, Ha3biearom
reHoTUurioM.

e BoaMmOXHOCTb U hopma NnposABfIeHNA reHa 3aBUCAT OT
ycnoBuun cpeabl. Cpepa — 3T0 yCnoBUs, OKpyXarLiue
KNeTKy, U NpUcyTCcTBME APYrnx reHoB. [eHbl
B3aMMoOenCcTBYHOT APYyr C APYroM v, oKasaBLUUCb B
OOHOM reHoTune, MOryT BfIMATb Ha NposiBrieHune
AEUCTBUA COCeaHUX reHoB.

 COBOKYynHOCMb rnposieusWUXcsi MPU3HaKoe
op2aHuU3Ma e pe3ysibmame e3aumoodelicmeust
2eHomuria ¢ OKpyXxaroujeu cpeodou Ha3bliearom
coeHOTUNOM.



[MpusHaku:

BHelwHMe (UBeT KOXU, Bosioc, hopma yxa Unm Hoca, oKpacka
LIBETKOB);

BHYTPEeHHUe.

aHaToMu4yeckue (CTpoeHue Tena v B3aMmMHOe pacrnosfoXxeHue
OpraHoB),

donsmonornyeckue (pyHKUMn opraHnama, otaenbHbIX ero
opraHoB, CUCTEM OpPraHoB),

onoxumuyeckme (CTpykKTypa 6erka, akTMBHOCTb (hepMeHTa,
KOHLIeHTpaLuua ropMOHOB B KPOBM).

Kaxxgbiv opraHn3m nmeet cBOuM 0CO0OEeHHOCTU BHELLUHEro
BUAa, BHYTPEHHEro CTpoeHns, Xxapakrepa oomeHa BelwecTB,
¢hyHKLMOHNPOBAHUA OPraHoB, T.e. CBOU (peHOTUN, KOTOPbIN
cchopmupoBancsa B onpenerieHHbIX YCNOBUSAX cpeabl.

PeHomun ¢hopmMupyemcsi nod esiussHUeM 2eHomuna u
ycriosuli aHewHelU cpeobl.

F'eHomun ompaxaemcsi e peHomune, a peHomun Hauborsee
MOJIHO rNposiesisiemcsi 8 ornpeodesIeHHbIX yc108UsiX cpeobl.



XpoMOCOMbI

[eHeTUYecKana MHdOpMaLMA KaXXaoro YernoBeKka coxpaHsieTca B 23
napax XpoMocoM, KOTopble OTNMYarTcAa pasmepamu u dopmon.
Xpomocoma 1 - caman bonbluasi, ee pasmep 6onee yem B Tpu pa3a

donblie, Yem pasmep 22

Xpomocombl. [lBaguatb TpeTbA napa

XPOMOCOM - 3TO ABe cneunanbHble Xpomocom, X U Y, KoTopble

onpeaendAroT Hall nNor.

OcHoOBHOM cocTaBnaALWen Kaxaon xpomocombl aenaetca AHK, a
reHbl - 3TO OCHOBHbIEe cocTaBnsowme xpomocomHon AHK.

MoneKyna KaXXaowu XPOMOCOMbLI O4Y€eHb AJINHHAaA, NO3TOMY ANA
KOMMNAKTHOCTU OHa NJIOTHO HAMOTAdHHaA Ha cneu,mbuqecxue oenku-
TMCTOHLI. ITO ABNIeHNe Ha3biBaeTcs CyﬂepCpr‘-II/IBaHVIe nun

cynepkomnakTtusauus. O

nvHa OHK oaHon XpomMoCcOMbI cocTaBnseT

B cpeaHem 5 cm.

Ona cpaBHeHMA MOXHO cebe npeacrtaBuTb, YTO BCa [1HK, koTopas
COAEPXUTCA B AApe KaXKO0W KIeTKU, B pa3BepHYTOM Buae O0SDKHa

UMeTb AJIMHY OKOJ10 ABYX METPOB.

Ecnu BbimepaTb gnuHy Bcen JHK opraHuama 4yenoBeka, To, CTOMTb
OTMeTUTb, YTO ecnu HUTN [1HK cnoxuTtb no AriMHe, To 3TOMN

ABOUHOU HUTBIO MOXHO
okorno 70 pas.

ObI1No 6bI coeauHuTb 3emnio u ConHue



eHeTUKa nona

* Mpn cpaBHEHUN XPOMOCOMHbIX HAOOPOB HEMNoNoBbIX
KINeTOK XKeHCKOro U My>XCKOro opraHuama B ogHou nape
XPOMOCOM BbISIBfIEHbI Pa3fin4ms.

e JTy Napy NPUHATO Ha3biBaTb NOJSIOBbLIM XpOMOCOMaM, a
BCe Nnapbl XpOMOCOM UAEHTUYHbI Y MYXXCKOU U XKEHCKON
ocobeun - ayrocomamum. [lonoBble (X n Y) XxpoMmocombl
OTIINYAKTCA HEe TONIbKO NO MOPKPOrioruu, HO U No
nHdopmMaummn, YTO COAEPKUTCH B HUX.

 CoyeTaHMe NOSIOBLIX XPOMOCOM MeXxay coboun onpenenser
nos opraHusma. KneTkum xeHCKOro opraHusma cogepxat
aABe X-xpomocombl (XX). Myxckue KneTtku cogepxart ogHy X
n oaHy Y-xpomocombl (XY).



[[ameToM XKeHCKOro opraHuama siBrnseTca auuekneTka. B
npouecce oBoreHe3a (obpa3oBaHNA AULEKIIETKN) ANLEKNeTKa
Bceraa copepXXut X-xpomMocomy.

[ameTON MyXCKOro opraHuama siBfisieTcea cnepmarosoua,
KOTOpPbIN O0Opa3yeTca B npouecce cnepMaTtoreHesa u MoOXeT
cogepxatb X unm Y-xpomocomy.

Bo Bpemsa onnoaoTBoOpeHnA NpoucxoanT CriusiHUE XXeHCKOU
ANLEKIeTKU U MYXXCKoro cnepmaro3onga. CoorsetctBeHHO X-
XpoOMOCOMa BO BpeMS CIIUSHUA 00beaAnHAETCH C APYrou
NosIoBOM XPOMOCOMOMU OT cnepmaTto3ouaa - X unm Y.

[Mpu cnnaHnm rameTbl (ANLEKIeTKa Y XXeHLUUH U
cnepmaro3omp y MyX4nH) X-XpoMOCOMbI MaTepu C raMeTou C
X-xpomocomou oTua obpa3syetcs 3urota ¢ AByms X-
xpomocomamu (XX), kKoTopasi AaeT Ha4yano XXeHCKoOMYy
opraHusmy.

Ecnu Xe cnuBaeTca rameta matepu ¢ X-XpoMOCOMOMU C
rameTom otua ¢ Y-XpoMOCOMOMU, TO obpa3yeTcs 3Urora,
KoTopasa coaepXxut oaHy X n ogHy Y-xpomocomy (XY)
COOTBETCTBEHHO AaBafA Ha4yasrio My>XCKOM OpraHusmy.



CTpyKkTypa XpOMOCOM
 Mo4yTn B LEHTpe KaXXaou XpOMOCOMbI COAEPXKUTCH ee

LeHTpomMepa, HeO6osNbLIOW YHACTOK, KOTOpas AesfIUT XpOMOCOMY
Ha ABe 4YacTu, obpa3ysa npu 3TOM KOPOTKoe nsieyo (p) n os1uHHoe
rnsie4yo (q).

 Kpome TOro, ana 6ornee getanbHOro M TOYHOro UccriegoBaHUA
XPOMOCOM UCMONb3YyeTCA MeTO4 OKPaCKU XPOMOCOM
cneunanbHbIMU KpacuTenamu. Kaxxgaa xpomocoma nmeet
YHUKaNbHYI0 YEeTKYI0 NOJsIocaTyro CTPYKTYPY, a Kaxkgas nosiocka
nmMmeeT HOMep, KOTOPbIU MOMOraeT onpeaennTb KOHKPETHYH
4acTb XPOMOCOMbI (JTIOKYC).

 MeTon, npu KOTOPOM MOJSIOXKEHUE reHa onpepenseTcs
pa3MelleHueM ero Ha KOHKpeTHoOM nonoce (B pauoHe)
XPOMOCOMbI Ha3bIBaeTCH LUNTOreHETUYECKUM KapTUPOBaHUEM.
Hanpumep, reH uenu 6eta-rnobuHa pasmeLleH Ha XpoMocome
11p15.4. 3170 O3HA4aeT, YTO AaHHbIN reH PacrnosioXXeH Ha
KOpPOTKOM nneve (p) xpomocombl 11 n Haxogutcsa Ha 4 nonoce 15
yyacTKa 3TOU XPOMOCOMbI.




XPOMATUAA (ot rpey. chroma - user,
Kpacka + eidos - BMg) — 4acTtb
XPOMOCOMbI OT MOMEHTA ee yABOEeHNsA A0
pasgeneHus Ha ABe foyepHue B
aHacdpasze. ,

Xpomarunasl obpasyloTcs B pesynsrare
yABOEHUSA XPOMOCOM B Nnpouecce
AeNneHus KNeTku.

4WEB.ru

Xpomatuabl

~—

LleHTpomMepa

LleHTpomMepa




Tunet xpoMoCOsL:
reolleHTpUgecKkue (y HeXoBeKA OTCYTCTBY-
10o1): I — HenrpoMepa; 5 — aKpoUeHTPHYECKUE!:
1 — neHTpomepa, 2 — CIYTHHK, J ~— HOXKa; B —
cyGMeralnenrpuiecKue: I — negrpomepa, 4 — Ko-
poTKOoe IIxedo, 5 — HAuEHoe TIedo; I' — Mera-
ITeHTpdecKkue: I — NeNtTpoMepa

A
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Kapunorpamma
MYXXYUHbI

U3obpaxeHune 23
nap 4YenoBe4YeCKUX
Xpomocom. OHu
OKpaLlleHbl U
pa3MelleHbl nNo
Mepe YMEeHbLUEeHUS
pa3mepa.

Hannuyne B
nocnegHeun nape Y
XPOMOCOMBI,
cBUAOeTenbLCTBYET O
TOM, YTO 3TOT
Habop XpomMmocom -
MY>KCKOMW.
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XPOMOCOMHBI HAGOP KeHWMHbI 10710BbIe XPOMOCOMb!




OHK nmeet monekynsipHoe cTpoeHue, o6ecneunBatollee Cnocob6HOCTL
K YOABOEHUIO N K 0Opa3oBaHUIO MHOXeCcTBa pa3Hoobpa3Hbix dopm (1953
r. lxxenmc YotcoH, ®peHcuc Kpuk, Yunkuic Mopwuc).

Nxxevmc Obroun YOTCOH YunkuHc Mopuc PpaHcuc Kpuk

~— e 8 nioHs1 1916 —
6 anpens 1928 (91 ron) 15 nekabps 1916 — 28 nions 2004

5 okta0pa 2004



Monekyna HyKrnemMmHOBOW KUCIOTbl UMeeT (PopMy HUTU, NpeacTaBNsAOLWEeN
cobou uenb HykneotnaoB (puc. 3.13). Kaxabin HYKeoTua COCTOUT U3 Tpex
YyacTeun: a3omucmoz20 OCHOBaHUsl, y2/1e800H020 KOMIMOHeHmMa u
¢gocpopHou kucriomsi. OTAeNbHbIe HYKNEOTUAbl B HYKIEeMHOBbIX
KMCnoTax coeguHeHbl apyr ¢ aApyrom yepes occopHy0o KUCIIOTY NPOYHOU
XUMUYECKOU CBA3bLHI0. YrneBoaHbIn kKomnoHeHT B [1HK npepncrtaBneH
caxapom - Ae30KCUpmnodo3on.

CaxapHbiy U hochOpPHLIN KOMNOHEHTbI Y BCEX HYKNeOTUAOB OANHAKOBbI,
YTO Xe KacaeTCcs OCHOBaHUMN, TO CyLUeCTBYeT YeTbipe TUNna OCHOBAHUM:
ad0eHUH, Uumo3UuH, 2yaHuUH 1 mMUuMuUH. Ona npocToTbl X 4YacTO 00O3HaA4YaloT
oykBamu A, L|, ' n T. Monekyna AJHK obpa3oBaHa oBymMst HUTAMU, Kaxaas
N3 KOTOPbIX UMeeT Takoe CTpoeHune. HuUTm coeguHATCA Mexay coobou
cnabbiMn BOAOPOOHLIMU CBA3SIMU Yepe3 OCHOBaHUA.

[Mlapbl ocHOBaHUW NoAXOAAT APYT K APYrY. KaK KMoy K 3aMKy. lNpu atom
afileHVH Bcerga CTouT B nape ¢ TAMMHOM, a ryaHuH ¢ umto3snHom (A-T, I'-L,
cM. puc. 3.14). brrazodapsi makomMy KOMrisieMeHmapHOMY CMPOEHUH0,
deolHasi HUMb crnocobHa mo4yHoO eocripou3sodums cebsi, obpa3sys
udeHmMu4Hble 080UHbIe HUMU.
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POCDOPHAS Puc.3.13
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Permmsmmkamua /IHK

1. CnenpaibHBINA (pepMEeHT (XesTrKa3a) pacKpy4YHUBaeT IBOMHYIO CITUPAJIb
moJiekyJbl JIHK u «pazpesaer» BOOOPOAHBIE CBA3U MeKAY a30TUCTHIMU
OCHOBaHUAMMU,

2. B pe3yJsbTaTe 4Yero IoJy4arTCA 2 MOJTHHYKJIEOTHUAHBIE LIETIOYKH.

3. [lo npuHIMITY KOMIIMMEHTaPHOCTH K KaK/I0M U3 3THX LENOYeK
bepmeHTOM MoIMMEPa30U IOCTPAUBAKOTCA HEAOCTAOIIHE HYKJIEOTHIBI /10
TEX MOP, MOKa He

4. obpasyrorcs ase mosekysibl JITHK. Tlpu atom kaxkaas mosekyna JIHK
COCTOHT U3 OJTHOU HOBOM LENOYKU U OJTHOU CTapOU.

depmeHT
AHK-nonnmMmepasa

depmeHT,
pacKpy4YmBaloLLmin
AOHK



| PuGomyxaeonma |

NMUMPUMUNOUNHDI NYPWHDLI
Lirodur (C) _— yawms {0)

Ttk (T) oo A0cHNH (A)

spame: QO warosms N |-|2
| NH . \L
A l
H 0 N0 HOCH, o NT O
OH OH OH OH
ypyawn U unrHans C
aiEcHun NH: name - O
N N "
<17 «,IIL)\“
HOCH, o  N"°N HOCH, o  N""N"™NH,
OH OH OH OH
aneHoIMH A ryasosun G
© Woneryna QHK (DHA) cocront s
MYENCOT A0, OSSN e L
©£30KC HYKACOIMABI MCNEAoEATENSG 8 ARe L
A upHGo & KI4R39 w3 F7e WENEd MR ST QopMy
R EUTIT IS | NTOIMK NHI :om.pcﬂu”;':muafunxmmwu
CH, NH POT MIONON T e CTOpOMa

I
HOCH,  “N"70

OH
THMHauH dT

W NH.

HOCH,

OH
NEIOKCHATCHOINH dA

I XN (EpACHIE CY paru il

HOCH, NJ§0 © Ll BsinoAvnEHb: My SNIMEHEL
0 © VN eway woneyynane 5E30KopeGnaey
K100 USTM DAt NonNcosstsd
docParua rpymne Owm
OH FIAMMOAACTBYIOT © MO0 KT
Aomcnpniiond nocpeacTeom
nesokeHuTiany dC KOSICIENT bl CRNIRIA
B Q © NepnsnainnNAPH QNHHHEM 0C A
CAMIPOPOLD F LI OCTOROE K3400A
NH COMPANKE DAZNON (MEHG! OCHDEIHMA,
: Y DHHN B TRDH IR HbL
Z NH 210 upsToaK (C), wryawmu (G),
2 v (T) o agesem (A)

o s b ssaasaeie o B 32BUCMMOCTH OT MONOXEHUA
© NHEHMILSAHEMA DD 0T 18 OO0 NS00

e .y @TOMOB yrnepopa B ocTtaTke

OH e e .y B€30KCUPMOOo3bI BblgensoT 5°- un 3’
Ae3owcHryawomtN dG s kel bt koHubl AHK. Hute JHK HauuHaeTcs
5’-KkoHLa U 3aKaHYMBaeTcH 3’-KOHLIOM.

N
¢ 1
N

HOCH, N



Jea muna knemo4yHo20 desieHuUs

B 1879 r. Ob15i onucaHbl Nnpouecchbl, Npoucxoasiiue B agpe
npu obpasoBaHNN ABYX UOEHTUYHbIX KNneTokK. MNoaoOHbIe
AeneHna KNneTok NnponcxoasaT BO BpemMs npoueccoB pocTa U
pereHepauuu TKaHewW.

B 1887 r. Ob1510 BbICKa3aHO npeanosrioXxeHue, YTo B npouecce
oOpa3oBaHMA rameT OCyLUEeCTBMSAETCA APYron TUN KIeTo4YHOoro
AeneHus.

[eneHne nepBOro TMna, XxapakrepHoe Ansi NpoLeccoB
pa3MHOXEeHUA COMaTUYeCKUX KINeToK, T.e. KNeToK Tena, obino
Ha3BaHO MUTO30M, a AefieHne BTOPOro Tuna, npuBoasilee K
o6pa3oBaHMIO NOMOBLIX K1eTOK (rameT), Nosly4Ynno Ha3BaHue
MeKnoa3a.

I'Ipou.eccu, npoumcxoasiuine B KrieTKkax BO BpeMAaA MUTO3a U
Meno3a, BO MHOIroM NMOXOXW, HO pe3yJibTaTbl NOJ1y4alOTCA
COBEepPLUEeHHO Pa3sliM4HbIMM.




Mumos3 - amo makoe desieHuUe K/1iemo4yHo20 sidpa, npu KOmopom

obpa3yromcsi 0sa doYyepHuUx sidpa ¢ HabopaMu XPOMOCOM, UOEHMUYHbIMU
Habopam podumernbCKOU Kiiemku.

BmecTe c AeneHuem agpa npoucxoauT U gerieHne uutonnasmMmbl Ha ABe paBHble

4aCTUn, " BOCCTaHOBIJI€EHUe KINeTO4YHOM MeM6paHbl. MuTtoTnyeckoe geneHuve npnBoauT K

yBeNnn4YeHUo Yucna KneTok, obecneymBasi npouecchl pocTa, pereHepaumm u
3aMeLleHUs KNeTOK Y BCceX BbICLUMX XKUBOTHbIX U PAaCTEeHUMN.

Meuo3 - amo npouecc desieHUs1 KlIemo4YyHo20 sidpa ¢ obpa3oeaHuem
yembipex 00YEepPHUX si0ep, Kaxxooe U3 KOmopbix codepxum e08oe MeHblUe
XPOMOCOM, YeM UCXOOHOoe siOPOo, M0O3MOMY €20 elje Ha3blearom
pedyKuyuoHHbIM (OT nat. reductio - yMeHbLUeHMe).

NMpu menose B poanTenbLCKOMU KNeTke CHayana npoucxoautT ogHoKpaTHoe yaBoeHue
XpPOMOCOM (KaK B MUTO3€), HO BCneA 3a 3TUM CreayroT ABa UuKra saepHbIX (M
KITeTOUYHbIX) AefleHUN - NepBoe AesfieHue Memo3a u BTopoe aeneHne menosa. Takum
obpa3om, npun Menose AAPO AeNUTCA ABaXAbl, a XPOMOCOMbI yABaUBaKOTCA TONbKO
OAUH pa3. B peaynbraTe o6pa3yloTca YeTblpe KNeTkn, B KOTOPbIX YNCIIO XPOMOCOM B
ABa pa3a MeHblue, YeM B poauTenbckon. Menos obecneymBaeT coxpaHeHUue B paay
NOKONE€HUN NOCTOSAHHOIO YUCS1a XPOMOCOM V BUAOB C NONOBLIM pa3MHOXeHnem. B
CBSI3U C TEM, YTO NPU ONJIO4OTBOPEHUUN NPOUCXOAUT CIIUSTHUE MAaTEPUHCKOIo U
OTLOBCKOIro sigep, UX XpOMOCOMbI OO0 bLEeANHAIOTCS.




oo w PoauUTenbCcKas KNerka C
ABYMSA NapamMm XpoMoOCOM

oe o oo 00 [ouepHue KneTku

I peneHne Mmeno3a
(peaykuunoHHoe)

II neneHne Mmenosza
(naer no Tuny Mmuto3a Ges
peayKuMn YyMcna XpoMoCcoM)

douyepHue KneTtku (raMmerst),
B KOTOpPbLIX B ABa pa3a
MeHblue XpOMOCOM; B

ramerax XpoMoCoMbl
6. Mehos HenapHbI

Puc. 3.3
CxemMa MHUTO3a8 M MerHo3a



da3bl MUTO3Aa

Knera Mexay aenesa lepeas cTam Aenets Bropas crauA fenexis TeTbA CrauA fenexus Yersepran CTaguA fenexs
Kneroubie Bepereto Paspylwenme Merabastias O6pasosatme  Obpasoatie
LieHTbI nenen  TRePHO NaCTAHKa NepeTAXKH

Xpomaruk

. Obonourn

Obpasoeate.

Aipson O Xpowocows, cé&oamue fosepte
Aapa I3 [BYX XPOMATHA AT XPOMOCOM AAepHoi obonosk
UHTepgasa [Mpodcpasa Metadaza AHadaza Tenocdpasa
n

LUTOKMHE3




da3bl MUTO3Aa

MeTadhaza AHadpa3a

Tenoda3sa 2

Tenoda3sa
1 - LUTOKMHE3




IlepBoe gesieHHEe Meno3a
(peayKIHOHHOE)

e [lozausasn

mpodasa I Mertadasa




IlepBoe gejieHHe Meno3a
(peayKIHOHHOE)

Anadaza l Teaodgasa l



NHTepkuHe3 (mHTepdasza) mexay I u 11
HeJICHUAMHA MeHr03a




Bropoe gejeHue Mmenosa
(A3KBALIMOHHOE)

e [Ipogasza Il Meradgasza 11




Bropoe gejeHue Mmenosa
(A3KBALIMOHHOE)

 Anagaza Il Temodgasza 1l




IHuroxunes 11-ro nejenuss Mmenosa




Il peneHue meiosa — 3KBaUUOHHOeEe

Bropoe geneHne mMeiio3a HauMHAeTCA Cpa3sy Nocse Nepeoro U CXOL4HO ¢
MWUTO30M, OfHAKO BCTYNAalOWMe B Hero KJIeTKU HecyT 1n Habop XpoMOCOM

Tenochasza | Mpochasza Il MeTtachaza Il  AHacaza ll Tenochasa I
1n2c 12C 1!20 1n2c 1nlc + 1nlc
1n2c 1nlc + 1nlc

0.

XapakTepuayercs

Mpodasa ll XpOMOCOMBI LieHTpomephi npoueccamm
o4eHb  pacnonaraworca g AENATCH, o6paTHbIMK

KOPOTKANA ; aksBaropuanpHon XPOMATHALI npodase.

thopmmpyerca NIOCKOCTM, CranoBwiCa O6pa3yerca

BEPETEHO o6pazyercs CAMOCTORTENLHBIMK [opor oo

AeneHun BEPETEHO XPOMOCOmanm 1 KoTopas AennT

AenNeHunn PacTArMBAOTCA K . herky nononam
nonocam

Takum o6pasom, B pesy/ibrare Meiio3a U3 ogHon AUNJIOUOHON KNeTKW
06pPa3yIOTCA YeTbipe KNeTKW C ran/IonaHbIM HaBbopoM XPOMOCOM. AS



XpoMOCOMHasA Teopun
HacrneacTBEeHHOCTH



OCHOBHbIe NONMOXEeHUA XPOMOCOMHOUN TEOPUN
HacneacTBEHHOCTMU

eXpOMOCOMHasa Teopusa HacneaCcTBeHHOCTU - 3TO yyeHue o
rioKkanusauumn HacneacTtBeHHbIX hakKTopoB B XpPOMOCOMaX
KI1e€TOK.

*OHa ymeepx0daem, 4mo rnpeemMcmeeHHOCMb 8 psidy NMOKoJsIeHUl
onpedesisiemcsi NPeeMcmeeHHOCMbIO XPOMOCOM.

‘[lepBble NONOXEHUA XPOMOCOMHOU TEOPUN HACNeACTBEHHOCTH
Obinn copmynupoBaHbl 1. boBepu (1902-1907) n Y. CeTTOHOM
(1902-1903), a 3aTem getanbHO pa3padboTaHbl B Havyarne XX Beka
wkonowu T.I. MopraHa.

*BnocnencTreumn 3Ty NOoOXeHUs Nony4Yunu noareepxaeHuve npu
N3y4yeHUM reHeTM4YeCcKoro MmexaHu3ma onpenerieHms nonay
XXUBOTHbIX, B OCHOBE KOTOPOTroO JIeXUT pacrnpeneneHne nornoBbIX
XPOMOCOM cpeaun NOTOMKOB.




OCHOBHbIE NONOXEHUA XPOMOCOMHON TEOPUN HACNEOACTBEHHOCTMU:

1. FleHbI pacnonaraloTcA B XpOMOCOMaX; pa3niMyHble XpOMOCOMbI coaepxaT
HeoAWHaAKOBOE YUCSIO reHOB, NPpU4YeM Habop reHoB KaXX4oMn U3 HeroMonorM4HbIX
XPOMOCOM YHUKareH.

2. Kaxabin reH umeeT onpeperneHHoe MecTo (NTOKYyC) B XpOMOCOME; B UAEHTUYHbIX
JIOKyCaX roMOSIOrMYHbIX XPOMOCOM HaXoAATCA annesibHble reHbl.

3. NeHbI pacnonoXxeHbl B XpoMocomMax B onpeaesieHHON JIMHEUHOW
nocrnenoBaTesfibHOCTM.

4. leHbl, NOKanusoBaHHbIe B O4HOU XpOMOCOMe, HacneayrTCA COBMECTHO, obpa3ys
rpynny cuensieH1s; YMcno rpynn cuenneHns paBHo ransougHomMy Habopy
XPOMOCOM U NOCTOSIHHO ANSA KaXaoro suaa opraHn3moB.

5. CuenneHue reHOB MOXeT HapyLLlaTbLCH B nNpoLecce KPOCCUHroBepa; 3To NpMBoaUT
K 06pa3oBaHNI0 PeKOMOUHAHTHbIX XPOMOCOM; YacToTa KPOCCUHIroBepa:

6.aBnseTca PyHKLMEN PacCTOAHUA MeXay reHamu: Yem bornblue paccTosiHMe, TeM
Oonblue BefIMYMHa KpoccuHroBepa (npsimasa 3aBUCUMOCTD);

7.3aBUCUT OT CUJbI CLUENNEeHUsa Mexay reHaMmu: 4em cunbHee cuensieHbl reHbl, Tem
MeHblUe BefiIMYnHa KpoccuHrosepa (oobpatHas 3aBUCUMOCTD);

6. Kaxxabin BUA nmeeT XxapakTepHbIN TOSMIbKO ANl Hero Habop XPoOMOCoOM —
KapuoTwun.

1.T. MopraH u ero konneru oWMBG0YHO CUYMTANMN, YTO reH ABNAETCA eAUHULIEN MyTauun, peKOMOMHaUuMmn n pyHKLNMK, T.e. FreHbl
MYTUPYIOT U PEeKOMOUHUPYIOT Kak eauHoe uenoe. B 20-30-x rr. XX Beka A.C. Cepe6poBckum 1 H.I. [lyOGMHNHbIM Ha npumepe reHoB
Apo30ocunbl 66110 NOKa3aHO, YTO reHbl UMEKOT CINOXHYI0 Npupoay. ATO OTKPbITUE NOATBEPAUNOCH NocneayoWumMm padbotamm
3apybeXHbIX YYEHbIX.




CuenneHue u KpoccuHao08ep

B TOoM cnyvae, Korga reHbl pa3HbIiX NPU3HAaKOB
pacnonararoTcA B 0AHON XPOMOCOME, UX

Ha3bliBaloT CUECITJICHHbIMU.

e OgHakKo He crnieayet AyMmaTtb, UTO CUeNnJieHHble reHbl
HaBEKUN CBA3aHbl ApPYr C APYIroM.

e Ha camom gene npupoaa npegycmMmoTrpena MexaHuU3m,
NO3BOSIAOLWMUN 3TUM reHamMm UHoOraa peKoMoOMHUpPOBaTh,
npaBAa, eCyii OHUN He CJIULWLIKOM OJSIN3KO pacnosioXKeHbl B
XpoMocoMe.

B npouecce Menos3a npu KOHbLKOraumm (ConmxeHmnmn)
roOMOJIOrMYHbIX XPOMOCOM CO34al0TCA YCNoBUA ONns
BO3HMKHOBEHMS npoLecca, KOTOpbIM HOCUT Ha3BaHUe

KpoccuH208ep UNnu rnepexkpecm.




OGpazoBanue pekoMOMHAHTHBIX raMeT B pesynkrare KPOCCUHroBepa B npodasy | Menosa

Konuoeaqun

(aomomeuqnue ( PasdeneHue xpommudl

deyxpomamudmsie 2eHOG ¢ deyx cecm- (e aHacpasy Il mello3a)
XPOMOCOMbI) PUHCKUX XpoMamudax)




e TOT MeXaHU3M No3BONAeT
roMOJIOrM4YHbIM XPOMOCOMaM
oOMeHMBaTbLCA y4acTKaMMm.

* [lapbl reHOB, fganeko
pacnonoXxeHHble Apyr OoT Apyra,
AOIMKHbI peKoMOuHupoBaThb C
bonblwen BEepPOATHOCTbLIO, YeM
OIN3KO pacnorioXXeHHble reHbl.



LlesTpOomMepa
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KpoccnHrosep xpoMoCoOM, NMpoONCXO4qsLMi npu
meioze. A. CxeMaTnYecKoe npeqcrasneHmne
npoyecca. A u a, B n b napei annenen. B. ®oto-
rpagmun xpomocom kobeinkm (Chorthip,
parallelus) B AMnNnoOTEHHON CTagnmu MEeno3a
(npoghasa I). BugrHbel roMOSIOrMYHbLIE Napbl yXxe
AynNanyMpoOBaHHBIX XpoMocom (cM. cxemy). Ha
HEKOTOPbIX Napax BUAHO HECKONIBKO TOYEK
nepexkpecta (xmasmpr). OTQENbHbLIE Napbl yXe
ynaoTHHUAKCE B npegasepmnmn metagase 1. (C
mobesHoro paspewenns B. John.)
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[lpouecc obpa3zoBaHus rameT B ABYX
NoKoneHnax (poauTesn U NOTOMOK)

OTey Mare

k3
D
PoamrenbsCKme KnNnerTkm C
AMnnonaHobiM HatopomM

XpOMOCOM

MNRaMeTsl poamTeneii
(rannovaHbiihn Hatop)

AunrnnonaHsiia Habop
XPOMOCOM B KNerkKax
noOTOMKA

THvnNsl raMeT NOTOMKa

@ @ @ @

Pyec. 3 .10
PexkomMBEMnHaLINSG XPOMOCOM 8 rMpoLecce Obpa3zosarHsl raMeT B AByX

MOKO/TeHHnAX

OaHa poauTenbCcKas napa UMeeT NoTeHUnanbHYHo
BO3MOXHOCTbL NPOU3BECTH
Ha cBeT 2*° reHeTHYecku pasnuyarowmxca mexay cobom
aeteun (reHOTUNOB)



BepoATHOCTbL MAEHTUYHOCTU MO pPa3fiINdYHbIM OUOXMMUYECKUM
npusHakam ABYX Crly4YaHO BblIOpaHHbIX eBponeuueB

NMpusHak

‘pynnbl KpoBU

AHTUreHol HLA

PepMeHTDI

[anTOrNoOOUHLI
Y-rnoobynunHoBas nerkas uenb
B-nunonpoTeunHsbl

OOLWasn BepoOATHOCTb

BepoATHOCTb
WOEHTUYHOCTU

0.00029
0,000049
0,000037
0,39

0,85

0,48

0,00000000000008



eHbl

e [[eH — amo He6osnbwolii yyacmok xpomocombi (y4acTok monekynbi AHK),
obniadarowull onpedesieHHoU 6buoxumuyeckol ¢pyHKyuel u oka3blearowuu
crneyughuyeckoe esiusiHue Ha ceolicmea ocobu.

 [eHbl cobuparoTca B 6noku, a nocrnegHue — B [JHK-HUTL (XxpomoHemy). IHK-
HUTb coeauHAETCA B XpomaTtuabl. [lBe XxpoMmaTnabl 00pa3yroT XpoMOCOMY.

e [eHbl noapa3aendarorTcAa no Ay uxX beHKLIMVI M NO akKTUBHOCTM.

* [lo BMAy ux ¢pyHKUUU reHbl genartca Ha CIMPYKMYPHbIe, oriepamopbi U
pe2yisamopbl.

e CmpykmypHbIU 2eH (UMUCTPOH) — 3TO reH, XpaHALwWmn nHcpopmauumio o
CTPYKType 6enKoOBON MOJIEKYIbl.

e [eH-onepamop ynpaBnsieT akTMUBHOCTbI HECKOJIbKUX reHOB-LUCTPOHOB U
pacnonaraeTcsA HenocpeacTBeHHO Bo3sie HMX. Komnnekc us reHa-onepartopa
W rpynnbl CTPYKTYPHbIX FeHOB, UM yNnpaBnseMbIX, 0Opa3yeT OonepoH.

* [eH-pe2ynssmop perynupyeTt akTUBHOCTb OMepoHa C NOMOLLbIO
cneuuanbHOro BelwecTBa, MM npoayuupyemoro penpeccopa. Penpeccop,
BO3[1eCTBYS Ha reH-onepaTrop, MHrMoupyeT ero u onarogaps 3TOMy CHUXaeT
aKTUBHOCTb CBAI3aHHbIX C HUM LLUCTPOHOB.



3K30H1 WMHTPOH 3K30H2 MHTDOH 3K30H3

Cxema cnnancuHra I
CTapT TpaHCKpunLUum 9K30H1 3K30HZ  3K30H3
= Intron 1 Intron 2 WAL
reh —E— |
JK30H 1 JK30H 2 JK30H 3
DNA Oumulml rew
TPAHCKPUNLMA . 1 .
V KoAMpY 0 il uumlp,ynnln

YUHACTOK - IKION  feureatdn oo

Intron 1 Intron 2

[TepBUYHBIN

TPaHCKpUNT 3K30H 1 JK30H 2 JK30H 3
CNNanCHHr

Spencin ToewopinT
1

OK30H 1 3K30H 2 3K30H3 4

mRNA




[[eHeTUYeCcKkum Koa

Kakum e obpaszom nHcpopmauuma o nocnegoBatenbHOCTU ocHoBaHun OHK
npeobpa3syeTca B nocrneaoBaTeNilbHOCTL aMUHOKUCIIOT B benkax?

EcTb Bcero 4yetbipe pa3nuyHbix ocHoBaHusa - A, T, Ll, a B cocTtaB 6enkos
BXoAAT 20 pa3ninyHbIX aMUHOKUCTIOT.

TonbkKo KoA, COCTOALWMN U3 TPeX OCHOBaHUU, MOr Obl obecnevynTb
BKItoueHne Bcex 20 aMMHOKUCIIOT B COCTaB Oerika, MOCKOSIbKY YMCIIO

BO3MOXHbIX TpUnneTos 3aeckb 4° = 64. TaKUM 00pa3oM, Kaxaou
dAMWHOKUCIIOTE OOJIXXHO COOTBETCTBOBATHL TPpU

nocneanoBartenbHbIX ocHoBaHua OAHK.

JTa 3aBUCUMOCTb MeXay OCHOBaHUAMU U
aMUHOKUCIIOTaMM U3BeCTHa nNod Ha3BaHUeM

reHeTn4eckKoro Koada.

B 1968 roay HupeH6epr, KopaHa u Xonnu 6binm yaoctoeHbl Hobenesckoun
npemMmun no pu3nonorMm n meguumnHe.



OcHOBHbIE OCOOEHHOCTN NreHeTUYECKOro Koga MoryT ObITb chopMynMpoBaHbI
cregyrowmum obpasom:

1. AMMHOKUCIIOTa KOAUPYETCA TPUMNJIETOM OCHOBAHUN B MONIMHYKNEOTUAHOMU
uenu AHK.

2. Kop siBnsieTcsa yHuBepcaribHbIM. Y BCeX XXUBbIX OPraHM3moB OA4HU U Te Xe
TpuUnneTbl KOOUPYIOT OOHU U Te XK€ aMUHOKUCIOTbI.

3. AMMHOKNCNOTa MOXeT KoanpoBaTbCs bonee YeMm OAHUM TPUNJSIETOM
(HAMOMHMM, 4YTO YNCNO BO3MOXHbIX TpunnetoB 64, a YNCNO aMUHOKUCTIOT
20).

4.Tpunnemsbi YAA, YAl u YIA He KkoOupyrom aMUuHOKUCIJIOM, a S18J11FOMCSl
cmon-cu2Hanamu npu cyumsbsieaHuu (PHK), OHK: ATT, ATL, ALUT.

Koa HenepeKkpbIBalOWUUCA, TO €CTb KaXXaoe OCHOBaHME MOXeT NpuHaaiexartb

TOJSIbKO OA4HOMY TPUMJSIEeTY

FAT TT"!.I___". HO He

Puc.3.18
TPHNNETHLIA HENEPEKPLIBIIOLWMMNCA NEHETUYECKMH KOA



BuocuHTes 6enka

TpaHcnaAUuUa — 3TO NeEpPEBO],
nocrenoBaTefibHOCTU HYKITeOTUA OB
mMonekynbl n-PHK (MaTpuyHon) B
nocrnenoBaTefibHOCTb aMUHOKUCTIOT
MOJIeKy bl Denka.

n-PHK BzanmopencTByeT c
PUOOCOMOMN, KOTOpPaA HaYNHAET
nBurateca no U-PHK, sagepxmnpadch
Ha KaX0oM ee y4acTKe, KOTOpbIN
BKITtOYaET B cebd aBa kogoHa (T.e. 6
HYKNeoTa0B). BpeMa 3agepxku
cocTtaBnaet Bcero 0,2 ¢c. 3a 310
BpemMa mosnekyna 1-PHK, aHTukogoH
KOTOPOW KOMMNSIEMEHTaPEH KOA,0HY,
HaxoadLlemMyca B pudocome,
yCneBaeT pacnosHaTb ero. Ta
aMWHOKMUCIOTA, KoTopad bbina
cBAs3aHa ¢ aTton T-PHK, oToenaeTcsa
OT HEE U NPUCOENUNHAETCA K
pacTyLlen uenoyke denka.
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B3aumodeucmeue asnnesibHbIX

cCHOoe

 Annenwu (rpedy. allenon — pa3nuyHble
dopmMbl) — 3TO ansTrepHaTuBHbIE POPMbI
reHa, onpepgensowume anbTrepHaTUBHbIE
doopmbl OAHOrO N TOro XKe Npu3Haka.

* [eHbl, KOTOpPble 3aHUMAKOT MOAEHTUYHbIEe
(romonorn4yeckue) fTOKycbl B rOMOSIOrMYHbIX
XpomMocoMax, Ha3bIiBalOTCA annenbHbIMU. Y
KaXxgoro opraHu3ama ecTb no ABa
annenbHbIX reHa.



AnnnernbHblIe n HeannerbHble reHbl

m PP, aa, Bb — annenbHble reHbl
m Pa, PB, Pb — HeannenbHbI€ reHol

Jlokycbl reHOB OomMmuHaHTHas
annerbs

PeuyeccuBHas
annens
NeHoTun: B b

PacnonoxeHue annernbHbIX U HeannesribHbIX reHOB
1 —annenbHble reHbl B u b, aun a, P n P pacnonoxeHbl B 0OAUMHAKOBbIX y4YacTKax

roMOJIOrM4YHbIX XPOMOCOM;
2 — HeannenbHble reHbl Pa, PB, Pb pacnonoxeHbl B pa3HbIX y4acTKax
roOMOJIOrM4YHbIX XPOMOCOM;

3 — HeannenbHble reHbl A u B, a n b pacnonoXxeHbl B HEroMosIorM4yHbIX (Pa3HbIX
napax) Xxpomocomax.




dopmMbl B3anMoAenCcTBUSA MeXAy annenbHbIMU
reHamMmu: NonHoe AOMUHUPOBaHUE, HernosnHoe
OOMUHUPOBAHUE, KOOOMUHUPOBAHUEM U
CBepXAOMUHUPOBaHUE.

OcHoBHaA bopma B3anMoaencTBus - NosiHOe
AOMUHMpPOBaHME, KOTOpoe BnepBble onucaHo I.
MeHpgeneM. CyTb ero 3akrnr4aeTcs B TOM, 4YTO B
reTepo3nMroTHOM opraHm3ame nNposiBrieHne ogHou us3
annenen AOMMUHUpPYeET HaA NPOSBNEeHNeM OAPYroun.

*HenonHoe AoMuHMpoBaHue - popma
B3aMMOAENCTBUS, NPU KOTOPOU y reTepo3nroTHoro
opraHusma (Aa) AOMUHaAHTHbLIN reH (A) He NONTHOCTbLIO
nopasrisieT peuecCuBHbLIN reH (a), BcneacrTteue 4yero
NposiBNsieTcsA NPOMEeXyTOUYHbIN MexXAay
poaAuTenbCKUMMU NPU3HaK.



* [lp KOAOMUHNPOBAHUUN B reTepPO3UTroTHbIX
OopraHM3mMax Kaxxgbiu U3 annenbHbIX FeHOB Bbi3biBaeT
dopmupoBaHue 3aBUCUMOro OoT Hero NPoAykKTa, To
€CTb OKa3bIBalOTCA NPOAYKTbI 06eunx anneneu.
Knaccunyecknm npumepom Takoro nposisrieHus
ABJISIETCA CUCTeMa rpynn KpoBu, B YaCTHOCTU
cuctema ABO, Koraa apuTpouuUTbl YerioBeKa HecyT Ha
NOBEpPXHOCTU aHTUIeHbl, KOHTPONUpyemMbie o6enmu
annenamu (IV rpynna).

e CBepxaoMMHUpPOBaHMe - Korga AOMUHAHTHbLIU FeH B
rerepo3uroTHOM COCTOSIHUM NPOABIISIETCA CUNbHee,
yemM B roMO3UroTHOM. Tak, y Apo3odunbi npwu
reHoTune AA-HopmaribHasa NPoOOOMKNTENIbHOCTb
XU3HU; Aa - yanuHeHHas XXU3Hb; aa - netaribHbIU
ucxon.



B3auMoencTBHe a/i/1e/IbHbIX FeHOB

® (CBoeobOpasHble BHYTpHa/Ule/IbHble B3aUMO/1eCTBUS
Ha0J/1I01al0TCAA B C/TyvasiX MHOXKeCTBeHHbIX a/l/Ie/IeH.
MHOXeCTBeHHbIMU Ha3bIBaIOTCS ajlie/id, KOTOpbIe
npe/CTaB/ieHbl B IONY/IANUU Oosiee yeM ABYyMsI a/lle/TbHbIMH
COCTOAHUAMU. OHU BO3HUKAIOT B pe3y/ibTaTe MHOTOKPaTHOTO
MYy TUPOBaHUA OJHOTO U TOTO »Ke JIOKyca XpOMOCOMBI. B 5THUX
c/Iy4asx MoMUMO JIOMUHAHTHOTO U peljeCCUBHOTO I'eHOB
MOAB/IAIOTCA ellle ¥ IPOMeXKY TOUHbIe a/Uie/id, KOTOpbIe O
OTHOIIIEHUIO K IOMUHAHTHOMY Be/lyT ce0si KaK peljeCCUBHbIE,
a 110 OTHOIIEHHIO K peljeCCUBHOMY, KaK JOMUHAHTHEIE.
Hanpumep, Tpu resa JO, JA u JB neTepMUHUPYIOT
HacJ/ieJOBaH e YeThIpex rpyIi KpoBu yesioBeka no ABO
CACTEMe aHTUTeHOB.




B3anMogencreume HeannenbHbIX FreHOB

N3BeCTHO MHOro cny4yaesB, Korga npu3Hak unim cBoucTBa
AEeTEePMUHUPYIOTCS ABYMSA UK oonee HeannenbHbLIMU reHaMu,
KOTOpble B3aMMOLENCTBYHOT mMexay coboun. Xota B3aumogeuncreme
YCNOBHO, MOTOMY YTO B3aUMOAEMNCTBYIOT HE FreHbl, 3 KOHTPONUpyeMbie
UMU NPOAVKTDI.

Pa3nnyaloT YeTbipe OCHOBHbLIX TUNa B3aUMOOEUCTBUSA FrEHOB:
KOMMJIEMEHTApPHOCTb, 3NMUCTAa3, MNOSIMMEpPUIo U
moaudunumpyrowiee gaencrtaeme (nrnenotTponus).

KoMmnnemeHTapHOCTb 3TO TaKOM TUM B3aUMOAENCTBUA HeansnesnbHbIX
reHoB, KOrga OauH reH JONOJHSAEeT AeCTBUE APYroro HeannenbHOro
reHa, ¥ OHM BMecCTe onpenensoT HoBoe NPosBreHMe Npu3Haka.
Mpnyem cOOTBETCTBEHHbLIN NPU3HAK Pa3BMBAETCA TONbKO B
NPUCYTCTBUM 0O0OUX HeannenbHbIX FTEHOB.

KomnnemeHTapHOCTb ObiBaeT AOMMHAHTHOMU (Korga
KOMnneMeHTUpyLmne reHbl AOMUHAHTHbI) U peLieccMBHOM (koraa
cdhopmmpoBaHme HOBOro NpuU3Haka cBA3aHO C B3aMMoaencTBUEM
peueccuBHbIX annernen). Ho Bo Bcex cny4vyasax, Koraa reHbl
pacnonoXeHbl B Ppa3HbIX Napax XpoMoOCOM, B OCHOBE pacLiensieHuun
nexar umdpoBble 3aKOHbl, yCTaHOBINeHHble MeHaenem.



1. NMpumepom KOMNrIeMeHTapHOro B3aMuMoaeucTBUA reHoB Y
yerioBeKa MoOXeT ObITb CUMHTE3 3alMnTHOro dernka -
uHTtepdepoHa. Ero obpaszoBaHme B opraHM3me CBA3aHO C
KOMMJieMeHTapHbIM B3auMogencTBUEeM ABYX HeannenbHbIX
reHOB, PacrnofioXXeHHbIX B pa3HbIX XPOMOCOMaX.

2. Y1OoObI YennoBeK men HoOpManbHbIU CNyX, Heobxoauma
corriacoBaHHast AeATeNbHOCTb HECKONMbKUX NMap reHoB, KaXXabIw
N3 KOTOPbIX MOXET ObITb NpeacTaBsieH AOMUHAHTHLIM U
peueccuBHbIM annensamMmu. Y yerioBeka CriyX HopmarieH, ecru
KaXablX U3 HUX UMeeT XOTA Obl N0 0 AHOMY AOMUHAHTHOMY
annenvo B gunnonaHom Habope xpomocoM. B cny4yae, ecnu
XOTA Obl OAMH U3 HUX NpeAacTaBrieH FTOMO3UIroTON peLleCCUBHOMU,
yerioBeK oyaeT rnyxum.

e Pa3bepem 3TO Ha NPOCTOM NpUMepe, NPeAnosioXnB, YTO
HOpManbHbIX cnyx hopMUpyeT Napa reHoB, U PACCMOTPUM
siBJIeHUe KOMMNNEeMeHTapPHOCTM!.



* [Mpumep: B Opak BCTynaeT napa rmyxux, y HUX poXgarTcs AeTwm,
KOTOpble BCe CriblllaT. 3TO MOXeT ObITb TONBLKO B clny4yae, ecnu
OAVH poauTerib CTpaaaeT rnyxoTon no reHy «B» (AABB), a
Apyrom — no reHy «a» (aaBB).

e Bce petn nonyyart c rametamu AB 1 aB AOMUHaHTHbIe annenu,
UX reHoTUnNbI OyayT oguHakoBbl — AaBB, TO eCTb Kaxaas
rameTta OyaeT MMeTb AOMMWHAHTHbIW annesib No KaXXAoMy reHy,
KOTOpble OyayT B3aMmmMmoaenucTBOoBaThb, AOMNOSIHAA APYr Apyra v
cdbopmupoBaTb HOBbLIN, MO OTHOLUEHUK K POAUTENAM, MPU3HAK —
HOpPManbHbIN CNYX. ATO U €CTb KOMMNJIEeMeHTapHoe
B3aMMo4encTBue reHoB.

e CooTHOLWeHne heHOTUNNYECKUX KraccoB npw
KOMMJZIEMEHTAapPHOM B3auUMOAEUCTBUMN MOXET ObITb pa3HbIM, B
3aBMCUMOCTU OT BMUAA KOMMNEeMEHTApPHOCTU U NPOABIAEMOCTH
oTAaernbHbIX reHoB: 9:3:3:1; 9:6:1; 9:7.



Mpumep: OJonycTtuMm, 4YTO AeTN BCTYNAT B Opak ¢ cebe nogobHbimu (AaBB), n oueHnm

BEePOATHOCTb POXAECHUA ClibillallnX U rmMyxmx AeTen B 3TOM Ccliydae.

e Takum obpa3om, Mbl MOSTYYMUNIN COOTHOLLUEHMUE: 9 cnblwawmx : 7 rmyxumx

X

AB

AB

aB

dB

AB
AABB

AABB

AaBB

AaBB

AB
AABB

AABB

AaBB

AaBB

aB
AaBB

AaBB

aaBB

aaBB

dB

AaBB

AaBB

aaBB

ddBB



e JnucTas - 3TO TaKkoe B3aMmMogenucTBue HeannenbHbIX
reHoB, NPV KOTOPOM OAUH reH noagaBnseT AeucTBue
ApYyroro HeannesnbHOro reHa. YrHeTeHue MoryT
BbI3blBaTb KaK JOMUHAaHTHbIE, TaK N peLleCCUBHbIE
reHbl (A>B,a>B,B > A, B> A), h B3aBUCUMOCTU OT
3TOro pas3nuyaroT arnucmas doMUHaHMHbLIU U
peueccusHbIU.

* [NlopaBnsAOLWMUN reH Nosly4Ynsn HasBaHue MHrMburTopa
unu cynpeccopa. leHbI-MHrIMoNTOPbLI B OCHOBHOM He
AeTePMUHUPYIOT pa3BUTUE onpeaeneHHOro
npu3Haka, a NnMb NoAaBnAT AeUCTBUE APYyroro
reHa.

e Ecnu reH-cynpeccop peuecCcUBHbIN, TO BO3HUKaeT
Kpuntomepusa (rped. Xxpuwitaa - TauHbIN, CKPbITbIN).

v



'eH A KogupyeT pepMeHT, KOTOpPbIN NnpeBpaLlaeT 4YacTb
aHTureHoB H B aHTUreHbl! A (arrnoTuHoreH A).

'eH B kogupyeTt dbepmMeHT, KOTOpPbIN NpeBpaLjaeT 4YacTb

aHTureHoB H B aHTUreHb! B (arrnoTnHoreH B).
'eH 0 He KoAUpyeT HUKaAKOro pepmMeHTa. ###

°

e Y yenoBeka NpUMepoM 3anmncrasa MOXeT ObITb
"Bombenckmumn peHomeH"

Bo3HuKaeT B TOM criyyae, eCfnv y YenoBeKa Ha
apuTpoumTax He obpa3syeTcsa «ucxogHoro» aHtureHa H. B
TakOM crnydae 4YyenioBekK He OyaeT MMeTb HY aHTUreHOB A,
HU aHTUreHoB B paxe npu HanNU4YMM HeobXoAUMbIX
cdoepmeHTOB.

H — 2eH, koOupyrowuti aHmuaeH H,
h — peuyeccueHbIlU 2eH, aHmuzeH H He obpa3yemcs.

lpumep: yenoBekK ¢ reHotunom AA OonkKeH NMeTb 2
rpynny KpoBu. Ho ecnu ol 6yaet AAhh, To rpynna Kposu
deHoTUNHO Y Hero byaeT nepas 0 (l).



I'Ionwmepvm - B3aMmoaencTBue HeannersnbHbIX
MHOXeCTBEeHHbIX reHOB, OAHOHAalNpaBJIeHHO BJINMAKOLWAUX
Ha pa3BuUTne oAHOro  Toro e rnMpmu3Haka, cmerieHb
rnposesieHuUs ripu3HakKa 3agucum om KoJiud4ecmea
cCHO8.

B aTom cny4yae aoBe unu 6ornee AOMUHAHTHbLIX annenu
B paBHOMW CTENEeHU BIIUAIOT Ha pa3BUTUE OQHOIo U TOro
Xe npusHaku. NMNoaToMy nonumMepHble reHbl NPUHATO
00o03Ha4YaTb ogHOU DYKBOM nNnaTtUHCKoOro andgasunTta c
uncpoBbIM HAEKcoM, Hanpumep: A1A1 n ala1l.

buonornyeckoe sHayeHue noJimuMmepuun 3aKsirovdaeTcH B
TOM, YTO NPU3HaKN, Kognpyembie 3 TUMUN T’€HaMM|, Oonee
CTaGMﬂbeI, 4yeM Te, KOTOpblie KOOAUPYHTCA OAHUM
reHoM.

OpraHnsm 6e3 nonMmMmepHbIX reHOB ObIN Obl OYEeHb
HeyCTOMYUBbLIM: NOOAA MyTauusa U pekomounHauums
npuBoausna obl K pe3Kon U3AMeH4YMBOCTH, a 3TO B
OonbLIMHCTBE crly4yaeB MMeeT HeONaronpuUATHbLIN
XapakTtep.




KymynatuBHan

CreneHb BblIpaXXeHHOCTH
dbeHoTUNa 3aBUCUT OT
4Ynucna AOMUHAHTHbLIX

annenemn pasHbix reHoB

OAHO3HAYHOro AEUCTBUA

B reHoTune.

HekymynaTtusHas

Ons nonHoun

deHoTMNA

NOSMMEpHLIX 1

i\

BblIPaXXeHHOCTU

A0CTAaTO4YHO O4HOTO
AOMWUHAHTHOTO
annena ogHoro 13

OB.




 NMurmeHTaUMA KOXU Y YenoBeKa onpenensieTcs
NONIMMEPHbLIMU reHaMU. Y KOPeHHbIX Xuternen Adpuku
(HerpongHom pacbl) npeodbnagaroT AOMUHAHTHbIE
annenu, y npeacraBuTtesien eBponeonaHom pachbl -
peueccuBHble. [103TOMYy MynaTbl UMEKOT MPOMEXYTOYHYIO

NMUrMeHTauuKo, HO NMpu bpakax MynaTtoB Y HUX BO3MOXHO
nosiBneHue Kak oonee, Tak " MéHee MHTEHCUBHO
NMUrMEeHTUPOBaHHbLIX AeTewN.
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e MHorue mopdonorunyeckme, cbn3nmosriormnyeckume u
NaToNIOrM4YeCcCKMe 0CoOOEeHHOCTU YenoBekKa
onpenensawTCcAa NOJAMMEPHbLIMU reHaMu: PoCT, Macca
Tena, BefIM4MHa apTepuanbHOro gaBneHvsa v gp.
Pa3Butue Takmx npu3HaKkoB Yy 4yerioBeka
noaYuHsAeTcs ooLWMM 3aKOHaM NOSINFreHHOro
HacnegoBaHUA U 3aBUCUT OT YCNTOBUM cpeabl.

B aTux cny4yaax HabnopaeTcs, Hanpumep,
CKJITOHHOCTb K FrMNepTOHNYeCKON OOrie3HN, OXXUPEHUIO
n Aop. aHHble NPU3HaKU Npu d0naronpuUATHbIX
YCNOBUSAX cpeAbl MOTyT He NPOABUTLCA UK
NPOABUTLCA He3HAYMUTESIbHO. TU NOSIUreHHbIe
NPU3HaKN OTNNYAKOTCH OT MOHOINeHHbIX.

* N3ameHsn ycnoBusi cpeabl MOXXHO 06ecneyuTb
npocdMNakTuKy psiga NOJIMreHHbIX 3aboneBaHnN.



e [lnenoTponHoe AeNCTBUE FeHOB - 3TO
3aBMCUMOCTb HECKOJIbKMX NMPU3HAKOB OT O4HOro
reHa, To eCTb MHOXeCTBEeHHOe AeucTBme ogHoro
reHa.

e [lnenoTponHoe NenNcTBUe reHa MoXeT ObITb
nepBUYHbLIM U BTOPUYHbLIM.

* [lpn NepBMYHOW NNENOTPONUN reH NPosiIBNAET
CBOU MHOXeCTBEeHHbIN ahdekT. Hanpumep, npu
6one3Hn XapTHyna (no dpamunum nepsoro
6onbHoro — E. Hartnup) mytauusa reHa
NPUBOAOUT K HapyLEeHN0 BCacbIBaHUA
aMMWHOKUCIIOTbI TpunTohaHa B KULLEYHUKE U ero
peadbcopbummn B NoYeYHbIX KaHanbuax. Mpu aTom
nopaxarwTcs OAHOBPEeMEHHO MeMOpaHbI
anuTenunaribHbIX KNETOK KULLeYHNKA U NOYeYHbIX
KaHanbLueB C pacCcTpoucTBamMmu
nuwieBapuTesribHON U BblAeNIUTEsNIbHON CUCTEM.




*[Ipy BTOPUYHOU NJIENOTPONUN
eCTb O4HO nepBUYHOE
cheHOTUNHOE NposABrieHUe reHa,
BCrien 3a KOTOPbIM
pa3BMBaeTCA CTyneH4YaTbIU
npouecc BTOPUYHbIX
N3MEeHeHUn, NpuBoaALLUX K
MHOXEeCTBEHHbIM
adpdeKkTam

\_¢




* [lpn cepnoBUAHO KINETOYHOU aHEMUU (CTPYKTYpPHbIE
HapyweHus rnodbunHa, B Kaxxgomn beta-uenu B ee 6-om
NOJIOXXEeHUU rMyTaMMHOBaA aMUHOKUCIOTA (FNyTaMuH)
3amMelleHa Ha BanuvH) HabnogaeTcs HEeCKONMbKO
NaToNIOrM4YeCKUX NPU3HaAKOB: aHeMus, yeesiudeHHasi
ceJsie3eHKa, Nopa)keHue Koxu, cepoua, moYeK U Mo3aa.

e Bce 3T heHOTUNHBbIE NPOSIBIIEHUA reHa COCTaBnAOT
nepapxmio BTOPUYHbIX NposaBreHun. [lepBonpuYnHOU,
HenocpeAacTBeHHbIM (PEHOTUNHBLIM NMPOABIIEHUEM
AedeKTHOro reHa ABNAeTCA aHOMallbHbIN FeMOrnoouH
S 1 3pUTPOLUTLI CepnoBUAHOU POPMbI.

 BcneactBue 3TOro NnpoucxoasT nocrieaoBaTenbHO
Apyrue natoriorm4eckme npoLecchl: crimnaHue m
paspyLieHne 3pUTpouUTOB, aHeMus, aedeKkTbl B
noykax, cepaue, Mo3re - 3T NaTonoruyeckue
NPU3HaKN BTOPUYHbI.




HopmanbHble n gedopmMmmpoBaHHbIe 3pUTPOLUTLI B

KPpOBMU YyerioBeka
g " 4.0

S 07&
’ ) O’J.’H




e [Ipu nneuomponuu, 2eH, eo3delcmays Ha
KakKoUu mo OOUH OCHOBHOU rpU3Hak,
MOXXem makKxe MeHsimb,
Moouguuupoeams riposisrsieHue dpyaux
2eH08, 8 C8sI3U C YeM e8e0eHO MoHsiImue O
2eHax-Moouukamopax.

» [locnniedHuUe ycusnuearom usau ocrsabrsirom
passumue rnpu3HaKoe, Kodupyembix
"OCHOBHbLIM" 2eHOM (0s1TU202€HOM).




* NMNoka3aTenamMmu 3aBUCUMOCTU PYHKLIMOHUPOBaAHUSA
HacneACTBEHHbIX 3a4aTKOB OT XapakTepPUCTUK
reHoTMna ABNAETCA NEHETPAHTHOCTbL U
akcnpeccuBHOCTL (reHeTuk H.B.TumodpeeB-
PecoBckuu, 1927 r.).

e [leHempaHMHOCMb (nat. penetrare NnpoHuKaTb,
AOCTUraTb; reH) — YyacrtoTa NnposiBrfieHNA reHa B
AOMWHAHTHOM UJIU TOMO3UIOTHO-PELLeCCUBHOM
COCTOSIHUU, BblpaXaeMble B NpoLeHTax
(cnocoBOHOCTL reHa NPoSABNATL Ce0A TeM UNMN UHbIM
obpa3oM heHOTUNNYECKN).

 [leHEeTPaAHTHOCTb N3MepPSAETCHA NMPOLEHTOM
opraHn3moB ¢ (peHOTUMNHbLIM MPU3HAKOM OT ooLlero
KornuyecrtBa obcrneaoBaHHbLIX HOCUTeNeu
COOTBETCTBYHLUMX anneneu.




e Ecnu reH nonHoOCTbLIO, HE3aBUCUMO OT
OKpyXarlLlien cpeabl, onpenensier
dbeHOTUNHOE NposABNeHne, TO OH UMeeT
neHeTpaHTHOCTbL 100 npoueHTOB.
OpHako HeKOTOpble AOMUHAHTHbIE FreHbl
NPOABNAKOTCA MeHee pPerynspHo.

* [leHeTpaHTHOCTb 3aBUCUT OT FreHOB, OT
cpenbl, OT TOro U OpPyroro.

e TakKum obpa3om, 3TO He KOHCTAaHTHOe
CBOUCTBO reHa, a oyHKUus reHoB B
KOHKPeTHbIX YCITOBUSIX cpeabl.



° JKcrpeccueHOCMb (nat. expressio - BbipaXxeHue) -
3TO U3MEHeHUe KONMM4YeCTBEeHHOro NpPosiBreHus
NpU3HaKa B pa3HbIX OCOOAX-HOCUTENAX

COOTBETCTBYHOLWLEro arnnens (Hanpumep, annenu cuctem rpynnbl

KpoBu ABO y yenoBeka UMerOT NpPakKTUYECKN NMOCTOAHHYIO
3KCNpeccUBHOCTbL, a annenu, onpeaenaioLwue oKkpacky rnas y yenoBeka -

N3MEH4YMBYHO IKCNPECCUBHOCTD).

e [lpy LOMUHAHTHbLIX HacneaACTBEeHHbIX 3aboneBaHNAX
3KCNPEeCCUBHOCTb MOXeT KonebaTtbcs. B ogHon un Ton
e cCeMbe MOryT NnposBnATLCA HacneaACTBEeHHbIe
OOrie3Hun OT Nerknx, eaBa 3aMeTHbIX A0 TAXenbIX:
pa3nunyHblie bopMbl TMNEePTOHUN, CaxXxapHoOro anadera m
T.A.

 PeueccuBHble HacneacTBeHHbIe 3ab0oneBaHnA B
npeperiax ceMbu NPoSABMAKTCA OOHOTUMHO U UMEIOT
He3HauuTesrnbHble KonebaHnA 3KCNpPecCUBHOCTM.



Hacj1e1cTBEHHOCTD
N3MEeHYHuBOCTL
Myranuu




HacaeacTBeHHOCTD

< HacnegocTtBeHHOCTbL — CBOUCTBO OPraHU3mMoB
COXpPaHATb U obecneynBaTb nepengavyy NpuU3HaKkoB
NOTOMKaM, a TaKXXe nporpaMmmMmumpoBaTb OCOOEHHOCTHU
UX MHOAUBUAYarbHOro pa3BUTUA B KOHKPETHbIX
YyCNOBUSAX cpeabl.

< HacnepoBaHue — npouecc nepeaavym reHeTU4YECKOU
MHopMaLUM O NPU3HAKaX.

< HacnepyemocTtb — gonsa peHOTUNMN4YeCKoUn
N3MEH4YNBOCTU, OOYyCNnoBrieHHas FreHOTUNMUYECKUMU
pa3nuunuamMm Mexay ocobsamu;

$nokasarenb HacneayemocTtu (h?) — pons yyactus
reHeTU4YeCKux hpakTopoB B obLwien (hpeHOTUNNYeCcKomn)
N3MEHYMBOCTU NpPU3HaKa.



N3MeHYUuBOCTH

CBOMUCTBO OpraHu3ma npmoobpetaTb HOBbIEe NPU3HaKU U
OCOOEHHOCTU MHAMBUAYyaribHOro pa3BuUTUA, oTnn4yaroLwmecs ot
poauTenbCKUX

Buabl U3ME@HYUBOCTU

‘ deHOoTUNUYECKaAA \
l | reHoTunNu4yeckas \
OHTOreHeTuyeckasi reHepaTUBHa
‘ comMaTtunuyeckas i
MoaucUuKaLMoOHHa U U
KOMOMHaTUBHasA

MYyTalLMOHHaA
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— Tepmuu "MyTaumua” seen I. ae ®pus
(myTauunoHHas Teopua 1901-1903 rr.) gns
XapaKTepPUCTUKU CNyYanHbIX FreHeTU4YeCKuX
n3MmeHeHUN. Pa3nuyaroT crnoHmMaHHbIe U
UHOYyUUpPOB8aHHbIe MYTAaLMOHHbIE NMPOLIECChI.

— MHaAyumnpoBaHHbIU MyTaLUOHHbIN NpoLecc - 3To
BO3HUKHOBEHUe HacneacTBeHHbIX N3AMeHeHUU nopa,
BIIMAHUEM HanpaBJieHHOro AeuctBusa pakTopoB
BHELWHEN U BHYTPEHHeUn cpenbl.

— Bo3HnKHOBeHMA MmyTauun 6e3 yCTaHOBNEHHbIX
NMPUYUNH MPUHATO Ha3biBaTb CMOHTAHHbIM
MYTaLUOHHbIM MPOLLECCOM.

— MyTauMoHHaa N3MEeHYUBOCTb OOYCIoOBJIeHa KakK
BNMSIHMEM Ha opraHu3m (hakTopoB BHeLUHEeU cpeAabl,
TaK n ero pun3nonorn4ecKUM CoCTosiHUEM.



Yacmoma eo03HUKHOBeHUs1I Mymauuu
3aeucum om:

* reHOTUMNa OpraHM3ma,;
* CTAANN OHTOreHesa;
* CTaAUM rameToreHe3sa;

* MUTOTNYECKOIo U MeMoTn4decKoro
LLMKNOB XPOMOCOM;

* XMMNYECKOIro CTPOEHUS
oTAeNbHbIX Y4aCTKOB XPOMOCOM
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Ceoucmea Mymauuu:
— MyTauuu BO3HUKAKOT BHE3arnHoO, CKa4koobpa3Ho;

— MyTalnUn MOryT HaclrnieaoBatbCH, T.€.
nepenaBaTbCsA OT MNOKOJIEHUA K NMOKOJIEHUHO,

— noaBepratbCA MyTauusM MOXET JIDOOU JTOKYC
(y4acTOK XpOMOCOMbI), Bbi3blBas U3BMEHEHUS KakK
He3HaYnNTeNbHbIX, TaK U XKN3HEHHO BaXHbIX
NPU3HaKOB;

— OOHU U Te Xe MyTaLun MOryT BO3HUKaTb
NOBTOPHO;

— MyTalunUn MOryT ObITb MNOSIE3HLIMU U BpeAHbIMMU,
AOMWHAHTHBLIMU U pelueCCUBHbLIMM.



MyTareHbl

K 3K30reHHbIM OTHOCHATCSH:

du3uyeckue MymazeHbl: VOHU3NpPYKOLee N3riydyeHume
(oka3biBaeT npamoe Bo3geucrteue Ha HK);
yneTpadumoneToBblie Ny4n; Temnepartypa (neperpeBaHue,
HeobOpaTumasa geHaTypauua 6enkoB).

XumMmuyeckue MymazeHbI. BbICOKOAKTUBHbIE BeLLeCTBa;
cBOoOOAHbIe paguKanbl; LUTOCTAaTUKN U A4p.

Bce xumun4yeckue MyTareHbl A4OJTXXHbI NIerko nNpoHUKaTb B
KINeTKy U AOCTUratb A4pa.

buonozuyeckue cpakmopsbi. OObLIYHO 3TO BUPYCHbI: a) BUPYC
HenocpeAacTBeHHO npoHukKaeT B JHK; ©) B pe3synkraTte
XU3HeOeATeNbHOCTU BUPYCOB OOpa3yroTCcs NPOAYKTbI
pacnaga, KoTopble ABAATCA MyTareHHbIMMW.

K sHOoreHHbIM OTHOCSATCSH:

OHOOreHHble XMMNYeckne MyTareHbl oOpa3yroTCcA Ha NyTAX
obMeHa BewecTB B OpraHu3me — nMNugHbIe nepekncu, a
TaKXXe CBOOOAHbLIe KUCIOPOAHbIe paaukanbl U T.4.




Knaccudukauma mytaumn

e MyTauumm no xapakrepy nposiBNeHus - 6biBaloT
OOMWHAHTHLIMU U pelecCcUBHbIMU. BonbLWMHCTBO N3
HUX peLeCcCUBHbIE U He NPOSIBASAIOTCSA B
reTepo3uUroTHbIX OpraHn3mMax.

e JOMMHaHTHbIe MyTauuu NPOABASAIOTCA cpa3y B roMo-
N reTepo3nroTHbIX opraHmamax. Mytauum yacrto
CHMXAaIOT XXKM3HECTOUKOCTb UM NNOAOBUTOCTb.

 MyTauuun, KoTopble pe3Ko BNMUAIOT Ha
XU3HEeCnocoOHOCTb U YaCTUYHO UJIN NOSNTHOCTbLIO
ocTaHaBNMMBaKOT pa3BUTUe, Ha3bIiBalOTCA
nonynetanbHbLIMU, 3 HECOBMECTUMbIE C XXU3HbIO -
neTanbHbLIMU.




MYTALUWUU MO MECTY BOSHUKHOBEHUWUA

MyTauuu, BO3HUKaKOLWMe B COMAaTUYECKUX KIleTKax, Nony4unu
Ha3BaHWe comaTn4yeckux mytauun. ComaTtnyeckume KneTku
COCTaBNAKT NoNynauunio, oopasoBaHHYIO Npu 6ecnoriom
pa3sMHOXeHUU (AeneHnn) KrneTox.

ComaTtunyeckme mytaumm obycnaBnmBaroT reHOTUNMNYECKOEe
pasHoobOpa3ue TKaHeU, He NepeaaroTCA NO HacneacTBY U
orpaHMYeHHble TeEM MHOANBUAYYMOM, B KOTOPOro OHU BO3HUKIIW.

ComaTtunyeckue MyTauuUn BOZHUKAKOT B ANNMJNTIONAHbLIX KIeTKax,
NMNO3TOMY MNMPOABIIAIOTCA TOJIBKO NP AOMUHAHTHbLIX reHax uriun
npu peueccnBHbIX, HO B rOMO3UITOTHOM COCTOAHUMWN.

Yem paHblue B 3MOpuoreHese yenioBeka BO3HUKMIA MyTaLus,
TeM OONbLUNU YHYAaCTOK COMAaTUYECKUX KITIETOK OTKIIOHSAETCH OT

HOPMbI.
N HaoOOpOT, YEM NO3XKEe B Nnpouecce pasBuUTUA oOpraHu3m
UCNbITbIBaeT MyTaLUUOHHOE BO3AENCTBUE, TEM MEHbLLUUN
V4aCTOK TKaHU obpa3veTcsa U3 MyTauMOHHOW KNEeTKM.

Cyumarom, Ymo criedcmeueM coMmamuyeckux Mymauuu
sesisiemcsi pakogoe nepepoxxodeHue (Heona3sus).




MyTauun, Bo3HUKaloLWmMe B rameTax Unu B KrneTkax, C
KOTOPbIX OHU OOpa3yloTCS, NONYy4YUnn Ha3BaHue
reHepaTUBHbIX UTU TEPMUHANbHbIX MyTaLUNA.

Yem paHblUue B NOMOBbIX KfNeTKax BO3HMKaeT MyTauus, Tem
Oonblie 6yaeT Aond NosfioBbIX KIeTOK, KOTOpble OyAyT HeCTU
HOBYIO MyTauuio. BepxHuu npenen A0NAu KNEeTOK, KOTOpblie OyayT
coaepxaTb MHAYLUUPOBAHHYHO IV CIOHTAHHYIO MyTauUMIO,
coctaBnaet 50 %.

CyuwecTByeT MHEeHMe, YTO Hanbonbluee KoiM4ecTBo MyTauuu B
NMOJIOBbIX KrieTKax BO3HUKaeT B oBouunTax. [NNockornbKy
cnepmMaToroHum nogBepraroTcA NOCTOAHHOMY AeNneHulo, To cpeau
HUX MOXeT MPOMUCXOAUTb OTOOP NPOTUB MyTaLUuUN,
obycnaBnuBaroWmUxX BpeaHbin ach¢ekT, u YyacTtota MyTauum
CHUXaeTcAa A0 nepuoaa NnosioBOU 3periocTu.

[eHepaTMBHbLIEe MyTaLMM NPU NONIOBOM Pa3MHOXEeHMU nepenaroTcs
crneayrowuM NoKoneHusiM. JoMUMHaHTHbIe MyTauuu NOABMAKOTCA
yXXe B NepBOM NOKONEHUN, a peLileCCUBHbIE - TONIbKO BO BTOPOM U
nocneAyroLmnX NOKONEHUAX, C NepexoaoM B rOMO3UroTHOe
COCTOSsIHMe.



MYTALUUU 10 XAPAKTEPY USMEHEHWA
HACJIEAJCTBEHHOI'O MATEPUATIA:

1. A3meHeHUsA, 06ycnoBrneHHbIe 3aMeHON OQHOro USTU HECKONbKUX
HYKJ1IeoTMAOB B Npeaenax ogHoOro reHa, Ha3blearom 2eHHbIMU
usiu moyeyHbiMu mymauusimu. OHNn o6ycnoBnNMBaOT USMEHEHUSA
KakKk B CTpOoeHun 6enkoB, TaKk U (pyHKLMOHarNIbHON aKTUBHOCTU
MOJIEKYIbl.

2. \ameHeHuns CTPYKTYPbl XPOMOCOM Ha3blearom XpPOMOCOMHbLIMU
Mymauyusimu unu abeppauyussmu. Takne mytaumm MoryT
BO3HMKHYTb B pe3yrbraTte NoTepu 4YacTu XpoMoCcoMbI (aeneuus),
yABOEHMEe YaCcTn XpOMOCOMbI (AynrvkKauum), oTpbiBa U NOBOpoOTa
yacTtu xpomocombl Ha 180° (MHBepcusA).

 Ecnu usmeHeHue 3ampaaugaem XU3HEeHHO 8a)kKHble y4acmkKu
2eHa, mo makasi Mymauusi npueedem Kk cmepmu. Tak, nomeps
Hebosibwo20 yyacmka 21-u XpoMOCOMbI y YesioeeKa 8bI3bieaem
msiKesioe 3abosiegaHue Kposu - ocmpbitl JietiKo3.

e B omdesibHbIX cliy4asiX OomopeaHHbIl y4acmoK XPOMOCOMbI
MOXKem npucoelUHUMbCS K HE20MOJ1I02UYHOU XPOMOCOME
(mpaHcriokauusi), Ymo npueedem K Hoeou KoMbuHauuu 2eHoe u

U3MeHeHUs1 ux e3aumooelicmeus.



3. U3aMeHeHunsa KapnoTuna, KpaTHble UM HeKpaTHble
ranyiongHoMy YUCNy XPOMOCOM Ha3biearom
2€eHOMHbIMU Mymauusimu.

e Bcneacreue HapyLlleHUA pacxoXaeHus napbil
rOMOSIOrM4YHbIX XpPOMOCOM BO BpeMsi Menosa B
O HOM N3 00pPa30BaHHbLIX FrAMET COAEePXKUTCH Ha
OA4HY XpOMOCOMY MeHbLle, a B ApYyron Ha ogHy
XpoMocoMy bonbLue, 4YemM Npu HopmMasribHOM
rannomaHom Habope.

e CriusiHue makou aHomMasibHoOU 2aMmemabl C
HopMaJsibHOU 2ansioudHou camemou rnpu
ornsiodomeopeHuU npusooum K obpasoeaHuro
3u2o0mbI ¢ MEHbWUM usnu 6osbWUM Koslu4yecmeom
XPOMOCOM 10 CPpasHEeHUro ¢ OUNIOUOHbIM
Habopom, xapakmepHbIM OJis1 3Mo20 8uda.



e A3meHeHMe Yncrna XxpomMmocom onpepensiercs
yABOEHMEM UNUN YMEeHbLUeHUeM Bcero Habopa
XPOMOCOM. JTO NMPUBOAUT K MNONIUNIIONONN UMK
rannonanmn (COoTBETCTBEHHO).

 Hanuuue nnwHNX XpomMocom unu yganeHue ogHou
UM HECKOJSTbKUX XPOMOCOM NMPUBOAUT K
reteponsiouguv Unu aHeynnomaum (COoTBeTCTBEHHO).

e [1pn 3TOM HapylwaeTcsa cbanaHCUPOBaHHOCTbL Habopa
reHoB U HoOpmMaribHoe pa3BuTue opraHmsma. Kak
cregcTtBUe XpOMOCOMHOIo aucbanaHca npoucxoauT
BHYTPUyTpoOHasa rmdbenb ambpuoHa nnu nnoaa,
BO3HUKAKOT BPOXAEHHbIE MOPOKU Pa3BUTUS.



e Yem Oonbluee KONMM4YeCcTBO XPOMOCOMHOIO
MaTepuana nogBeprnocb MytTauuoHHOMY 3 eKTy,
TeM paHblUue 3ab6orneBaHNUA NOABUTCA B OHTOreHese
N TemMm Becomee OyayT HapyLieHus (hu3n4ecKoro u
NMCUXUNYECKOro pa3sBUTUA OCoOMN.

o XapakTepHas yepTa XpOMOCOMHOIo gAncbanaHca -
MHO)XXeCcmeeHHOCMb MoPOoOKO8 pa3eumusi
pa3iuYHbix op2aHoe u cucmem!!!

e XpOMOCOMHbIe borne3Hun coctaBnAaAroT okoro 0,5-1%
BCeX HaclneacTtBeHHbIX Oorne3Heun yenoBeka.



[eHHbIe U TOYeYHbIe MyTaUuuu V YenoBeKa Bbi3bIBalOT
reHHble OOne3Hu.

MyTauunm y4acTKkoB, KOTOpPble TPaHCKpUOUpyroTcs
(onpepenalOT aMMHOKUCIIOTHYIO NOCneaoBaTesfibHOCTL B
MoJieKyrie 6erka), NpuBOAAT K CUHTEe3y aHOMaribHOro
NPoAYKTa U MOTyT NPUBECTU K YMEHbLUEHNIO CKOPOCTU
CUHTe3a benka.

MdeHOTUNHO reHHble MyTaLuKu NPOoABNSAIOTCA Ha
MONEKYNSAPHOM, KNeTOYHOM, TKAaHEeBOM U OpPraHHOM
YPOBHSIX. YUCNO reHHbIX 60ne3Hen cocTaBnsieT OKoso
3500-4500.

BOoNbLUMHCTBO reHOB yCTOﬁ‘-II/IBbI K MyTauusam, HO
oTAeJibHble N’eHbl noaBepraroTcA MmytTaumndam AOBOJIbLHO
4acCTo.



I eHHBIC MyTanUH
0 Oeneuunn — ytparta cermeHta AHK pa3mepom oT ogHoro

HyKneoTuaa no reHa.
0 Oynnukaumum — yaBOoeHUe Unm noBTopHoe %

nyonupoBaHue cermeHTa AHK. \‘ a‘
0 UHBepcumn — noBopot Ha 180 cermeHTa OHK.

0 UHcepuumn — BcTtaBka hparmeHToB HK.

0 TpaHcBepcuu — 3aMeHa NypPUHOBOro OCHOBaHUA
(apeHuH, ryaHnH) Ha nupuMmugunHoBoe (ypauun,
LUTO3UH, TUMMH) UM HA0OOPOT B OAHOM U3 KOOOHOB.

0 TpaH3MUuuKU — 3aMmeHa ogHOro NypuHOBOro OCHOBaHMUS
Ha gpyroe nypMHoBoe unu ogHoro nMpUMUAUHOBOIO
Ha gpyroe nMpuMUAUHOBOE.



IIposiBjIecHHE TEHHBIX MYTallUHU

HeuntpanbHaa myTauua He umeeT (hpeHOTUNNYECKOrO

Bblpa)XeHus. g
MucceHc-MyTaUMUA (OT aHrN. mis - NOXHbIN, e,

HenpaBuIibHbIN + NaT. Sensus - CMbICI) — 3aMeHa
HyKneoTtuaa B KoaupytoLlien 4YacTu reHa, npmBoasilas K
3aMeHe aMWHOKMUCNOTbLI B nonunenTuae.
HoHceHCc-MyTauua (ot nat. non - HeT + sensus - CMbICH) —
3aMeHa HykKrneoTuaa B KOgUpyHoLwen 4acTm reHa,
npuBoasiLlias K obpasoBaHUA KoOAOHa-TepMMHaTopa u
npeKpaLleH o TPpaHCAALUMUM.

PerynaTopHasa myTauus — mytauus B 5’ unm 3’-
HeTpaHCcnupyeMbIiX 0brnacTsx reHa, HapyLuaroLiasi ero
aKcnpecculo.

D,VIHaMVI‘-IECKaFI MyTaLlnUA — 9KcnaHCuUA Bblille
AoNyCTUMOTIoO rnpeageria TPMHyKrneotTnaHbIX NOBTOPOB.



HacaeacrBeHHbIE
U

BPOXKACHHbIE (pOPMBI
ATOJIOT MU



HacneacrtBeHHbIe

dopmbl naTonoruu

NMaToreHeTU4eckas
OCHOBa — HapyLwieHus
reHeTu4ecKoum
nporpamMmmbl, KOTOpble,
KakK npasuro,
nepegaroTca U3
NMOKONMEeHUs B NOKOSIeHUue
< MOryT NposiBUTHLCSA B
noobom nepunoae XXU3Hu

deHOKONUU —
BPOXAEHHbIe (hopMbI

BpoxaéeHHble
dopMbI naTonorum

NMaToreHeTn4yeckasa ocHoBa
— HapyLleHus

naTonoruu, KONUPyrUWne 5y6pnoreHesa reHeTMyeCcku

HacrneAacTBeHHbIe
oone3Hu

deHOMeH
deHOKONUpPOBaAHUA —
CXOACTBO KOHEYHOro
OEeNCcTBUSA reHa ¢
OencTBUeM Kakoro-nuoo
TepaTtoreHHoro dgakropa

Popmbl naTonorum (npumepbl)

HOpMaJsibHOro opraHM3ma,
Bbi3blBaeMble
TepaToreHHbIMU
¢dakTopamu, a Takxke
3aboneBaHus,
nepeparoLimecs
TpaHcnnaueHTapHbIM
nyTemM

NMpnynHbI pa3BuUTUA
¢eHOKONMUM

Tun HacneaoBaHUA

KaTapakTta

BokoBou amnotpocunyeckumn
cknepo3s (bonesHb LWapko)

Mapronnusm
(xonppoocTeoaucTpocpus)
Mykononucaxapugosbl

Npunn, KpacHyxa,
3HAOKpUHONATUMN

Cudmnuc, nonmomumenmur,
aBUTAaMUHO3bI B1, E

Ankoronumsm

AyTOCOMHO-AOMUHAHTHbLIN

AyTOCOMHO-AOMUHAHTHbLIN

PeueccuBHbIN, cuensieHHbIN ¢ X-
XpoOMOCcoMou



BokoBon amuotTpodn4ecKkumn cKknepos

Ot moara
Bepxmmit
ABwraTencesiit
HEAPOH S
— _ @&

Hyoxrmi
[EAraTeNeHbNA
HeRpOH

Y kax[oro NaunenTa GoNesHs NpoTexaeT
NO-CBOEMY, HO OOBIMHO NOPAXAIOTCA KAK BEPXHNE,
TAK ¥ HHXKHHAO ABMTATENLHBIS HEAPOHLI.

Tona Bepxrnx HEAPOHOS PACNONATINOTCA B RBMFATONLHOR
OONACTH KOPBI FONOBHOMO MO3ra 6,.08 VX AKCOoMBI
NPOCTHPAXTCA NGO QO CTEONE MONOBHOIO MOITA 9.
NGO QO CAMKHOrO MO - Mayuwime or sepxmmx
HEAPOHOE MMNYNLCHI NEPOARIOTCA HHXHMM
ABMIATENbHBIM HERPOMAM L a3aremy 3 Mx

AKCOHDBI — MLILILLAM PA2MLIX YACTEeR Tena

MPT, T2-B3BeweHHOe N3obpaxeHue B ropu3oHTasIbHOM NJIOCKOCTMU.

A. Cpe3 Ha ypoBHe 6OKOBbIX Xernyao4koB Mmo3ra. lNoBbilweHHass MHTEHCUBHOCTbL CUrHana oT
KOPTUKOCMUHAsNbHbIX NyTeN (OTMEYEHO CTpesrikamMmm).

b. Cpe3 Ha ypoBHe BHYTpeHHUX Kancyn. Oyaru noBbIlLLEHHOW UHTEHCUBHOCTU CUrHarna B 3aHUX
HOXKaxX BHYTPEHHMUX Kancys (OTMe4YeHbl CTpenkamm).

3T™n ocobeHHocTU npu BAC ob6ycnoBneHbl HAbyxaHnemM MMErIMHOBbLIX BOJSIOKOH, NoABepriinxca
BasisIiepoBCKOMY NMepepoxaeHnto B pesynbrate rubenn HeMpoHOB KOPbI.
Takasa KapTuHa XxapakTepHa Ans 60KoBoro aMmmoTpodu4ecKkoro ckrieposa, Ho BCTpeyaeTcsl Takxke
npu BUY-aHuedhanonatnum, MnwuemMmyeckom MHCyNbTe U APYrux 605e3HAX, BbI3biBaloLWMX
CAMMETPUYHYIO yTpaTy HEUPOHOB.



BokoBon amuotTpodn4ecKkumn cKknepos

HopmaneHmit HeHpoM MospemacHMbIN HEHPON

HOPMARBHOE HEPBHOE oA S /“—’)
BOMOKMO “:" (

HOPMAMMHAR CXEACTHER




Tunsl HAC/I€eTOBAHUS

< AyTOCOMHO-OAOMMWHAHTHbLIA TUN HacnegoBaHUA
Ocob6eHHOCTU HaceaoBaHUA:
OOWH U3 poauTerien NnauyueHTa, Kak npaBusno, 0oreH;

BbIpaXXeHHOCTb U KOFIMYeCTBO NPOSABIIeHNN 3aBUCAT OT
aencTena akTopoB cpeabl;

yacToTa NaTonornm y siug My>CKoro " >XeHCKoro rnona
OANHAKOBa;

B KaXX4OM MOKOJIeHUN UMEeKOTCA OonbHbIe (8epmuKasibHbIU
XapaKkTep HacneaoBaHUSA);

BEPOATHOCTb poXxaeHusa 6onbHoro pebeHka 50% BHe
3aBMCUMOCTM OT Nosia U KormyecTea poaoB;

HenOpa)KéHHble YrieéHbl CeéMbU, KakK npaBusio, UMeroT 340pPO0BbLIX
NMNOTOMKOB.
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Tunsl HACJETOBAHUSA
< AyTOCOMHO-AOMMHAHTHbLIA TUN HacnegoBaHUA

NMpumepbl:
CUHAOAKTUITUNA; POAOCHOBHaﬂ CeMbu C CMH,anTMnMeﬁ

' ]f : .1—-—D2
nonupakTvun 1 i [52 i;-O l'h—-O L]] O"‘i
4 B 9
‘rﬂﬂ]iﬁéﬂ] EE_EJ i-rOiflo~r-ﬂJ
1 2 3 4 5 6 7
remorno6umHos M;
xopes [eHTUHITOHA,; N ﬁ i U ‘ ‘51

NOJSIUNO3 TONICTON KULLKMWU; 6
ceMeMnHas rmnepxorecTepuHemMus;

HenpodubpomaTos;

cuHgpom MapdaHa (Marfan-syndrom)

15



Tunsl Hac/IeI0BaAHUSA

< AyTOCOMHO-AOMMHAHTHbLIN TUN HacnegoBaHUA

0 Cunapom MapdaHa — oanH U3 Hanbonee 4YacTbIX
(1:25000) cMHAPOMOB AU3IUCTOreHe3a CoOeANHUTENbHON

!
|

TKaHW, OOyCrnoBrieHHbIN MyTauueun reHa ¢pubpunnmHa
(0AWH N3 BaXXHEULUUX CTPYKTYPHbIX NPOTENHOB
BHEKIIeTOYHOro Mmatpukca) B nokyce 15qg21.3, uto
NPUBOAUT K 3aMeHe B benke coubpunnuHa nporivHa Ha
APrNHUH.

1 Pe3ynsraTt — NOBbILWLEHME CUHTEe3a KomnnareHa 3 Tuna u
yMeHblUeHUue coaepxaHus KonnareHa 1 tuna. |

] KnuHUKa: BLICOKUIM POCT, aCTEHNYECKoe TernocroxeHve,
apaxHogakTunua, KWoCcKonmos, annartauma KOpHs
aopTbl, paccnavBaroLlasi aHeBpu3Ma aopThl,
upupgoaeHes (ApoxaHue xpycTtarnimka Bcrneacreme
cnabocTn UMHHOBOM CBA3KN), NOABbLIBUX XpycCTarimka,
OTCJIOMKa CeTyaTKMW.

m
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HOPMAJILHASI OCAHKA

HecdopmupoBaHHasa rpyaHas KneTka
(kvneBnagHaa NN «KypuHaa» rpyab) npu

cuHgpome MapdaHa
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PoaocnoBHasa cembu ¢ cuHapomomMm MapdhaHa

I . I




% AYyTOCOMHO-AOMMWHaHTHbIX TUN
HacnepoBaHuA ||y

R 4

.‘..

* CuHgpom Anepca-flavnoca—
reTeporeHHasi rpynna R
HacrneACTBEeHHbIX PR

konnareHonatuun (1:5000) c

rmnepmMmoounribHOCTbIO

CyCTaBOB,

rMNeppacTAHXNMOCTbIO KOXMU,

XPYNKOCTbI TKaHEW



% AYTOCOMHO-A4OMMHAHTHbLIN TUN
HacrneaoBaHUS

e OcTeoncaTtupos (HecoBepLUEHHbIU
oCcTeoreHes) - HacrneacTBeHHOe
cUcTemMHoe 3aborneBaHue cKerneTa,
o0yCcnoBneHHOe HapyLWeHHbIM
obpa3oBaHueMm KonnareHa 1-ro Tmna;
XapaKkTepusyeTcsl NaToriorm4eckKou
JIOMKOCTbIO KOCTEMN.

« ConpoBoOXOaeTcA UCKPUBNEHUEM
KOHEeYHOCTEeN U NO3BOHOYHMKA
BCNeACTBME MHOXECTBEHHbIX
nepesioMoB KOCTEN; 4acTo — ronyoon
OKpaCKOM CKriep, aHoOMasrimsMum
pa3BuTUA 3y6oB ("aHTapHbIe"
Kpolwawumecs 3ybbl), TYroyXxoCTbHo
BCNneACTBME OTOCKIepo3a.




HdeBo4ka B Bo3pacTte 22 oHeU. BHyTpnyTpoOHOE BpOXAEeHHOEe HeCOBepLUEHHOe
KocTeobpa3oBaHue. TUNUYHaAA PEHTreHoONorM4Yeckasa KapTuHa HMKHNX KOHEYHOCTEWN
NP MHOXECTBEHHbIX nepesriomax.



HecoBepleHHbIN ocTeoreHe3 V Tuna y B3pocnoro (CuHgpom
Bponuka)




Tunsl HACJTETOBAHUSA

< AyTOCOMHO-peLeCCUBHbLIN TUMN Hacrie4O0BaHUSA

- -

OO O 0O O

OcobeHHOCTU HacneaoBaHUA:
poauTenun 60rnbLHOro, Kak rnpaBuso, 340POBbI;

3aboneBaHMe MOXeT OOHapyXMBaTbCA Y APYrux
POACTBEHHUKOB (Y ABOKPOAHbLIX UNN TPOKPOAHbIX
OpaTbeB/cecTep);

OOHOOOpa3HbIe NposiBrieHUs 00ne3Hun B CBA3U C
BbICOKOU NEeHEeTPaAHTHOCTbIO;

CUMNTOMbI 60rie3HN OObLIYHO BbLIABNAAIOTCA YXe B
AEeTCKOM BO3pacTe,

4yacToTa NaToNIOrnn y NML, MY>KCKOIO U XXeHCKOro nona
paBHasi;

B pOAOCIIOBHOM NaTONOrns BbISABNSAETCSA M0
20PU3OHMasuU, 4acTo y cnbcos;

[ noaBneHue natonoruun 6onee BEPOATHO NpwU
ONM3KOPOACTBEHHbLIX OpakKax
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Po.qocn03Ha;| C ayTOCOMHO-peLeCCUBHbIM TUNOM HacrieaoBaHUsA 60Ne3Hn
(cunpgpom Tesi-Cakca - GM2-raHrnuo3ngos)



Tunsl HAC/IeJ0OBAHUS
< AyTOCOMHO-peLeCCUBHbLIN TUMN HacneaoBaHUA
[Mpumepsbl:
deHnNnKeTOHYpPUA,
ranakto3eMus;
MYKOBUCLMNAOO3;
KOXHO-INMa3HOU anbOVHNU3M;
agpeHoreHUTanbHbIN CUHAPOM;
MUKOreHo3bil;
rmnepnunonpoTreMHeMuun.
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Tunsl Hac/Jieq10BaHUA

< CuenneHHoe ¢ xpomocomoun X LOMMUHAHTHOE
HacrnegoBaHue

OcobeHHOCTU HacneaoBaHUSA:

nopakeHue N1l MY>XCKOro U XXeHCKOro norsa, Ho y
XEeHLUH B ABa pa3a vauie;
Y MYXX4YUH (reMU3NroTHble) bonee TaAXernoe Te4eHuel
3aboneBaHuA, XXeHLWMHbI B criy4yae 00re3Hu
CTpaparoT MeHee TsXero (reTepo3UroTHble);

nepepavya 60sfibHbIM MY>XXYMHOWN NATONOrMYECKOro
annens TosfibKo fo4epsim, HO He CbIHOBbLSIM;

CUMNTOMbI O0Ne3HN OObLIYHO BbISABAAKTCA YXe B I—
AETCKOM Bo3pacTe, § | MedicalPlanetsu 1

OOrbHbIe XeHLMHbI NepeaarT MyTaHTHbIW anneni - Meduuy
norioBMHe CBOUX AeTen He3aBMCUMO OT nona.

NMpumepbl:
BUTaMUH D-pe3nNCTEeHTHbLIN PaxuT;

6one3Hb LUapko-Mapu-TyTta (ceHcomoTOpHbLIe
HeBponaTtuu Tunoe | u ll. 3aboneBaHune
XapakTtepusyrujasacsa crabdbocTbio U atpoduen
AUCTaNbHOMN rpynnbl MbIWL, HUXKHUX KOHEYHOCTEW;
4YacTo coyeTaeTcs C Apyrumun
HeupoaereHepaTMBHbIMU 3a00neBaHUAMMN) IV

UHH U
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PoaocnoBHas ¢ X-cuenmneHHbIM Bo3Mo)kHbIe 2eHOMUNbI U GheHomMurnbl
AOMMUHaAHTHbLIM MUMNOM HacJsiedo nomomkoe npu X-cuyensieHHOM
eaHusi 3aboneeaHus (eumamuH-/- doOMUHaHMHOM mure HacsiedoeaHusl

pe3ucmeHmHbIU paxum)

3aboJsiecaHus:
a - 6os1eH omeu:

6 — 60sIbHa Mamb
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Tunesl Hacjie10BaHUA

< CuenneHHoe ¢ xpomocomoun X
peueccMBHOe HacriegoBaHUue

OCo6eHHOCTU HacneaoBaHUSA: | (0 0

OonbHbIEe POXAarTCcA B Opake

heHOTUNUNYECKN 300POBLIX poaUTENEMN; __é ‘ 6 E}

3aboneBaHue HabnrgaeTca y nuy ||D__

MY>XCKOIO Nnona; r
MaTepu OOJNIbHbIX — OONUraTHbIe | |
HOCUTENbHUUbI NAaTONIOrMYeCKOro reHa; A[IJ E] |
CbIH HUKOrAa He HacrnenyetT 3aboneBaHne If l .
OT OTLa; [ [

y HOCMTEeNnbHUUbl MYTaHTHOIO reHa

BEPOATHOCTb poXaeHusa 60onbHOro -_—
Ma|101|+|m<a 50°/f. e E%‘\‘j s
Mpumepsil: . = B
remochunus A; i, :
AanbTOHU3M;

MbilleyHasa auctpodpua AdroweHHa-
bekkepa.




Duchenne & Becker muscular dystrophy

PN G
DMD gene h DMD gene _
Xp21 Xp21
p p
q >< p q
q
& W & W
X ¥ X X
Affected male Female carrier

u http://www.geneticsdmedics.com/duchenne-muscular-dystrophy.html




MbiweyHasa aunctpoduma [oweHa

Mpy nogHATUN PYK BBEPX JIONATKN «OTXOOAT»
OT TynoBuwa («KpbINOBUAHbLIE NONATKNY)

UcTtouHuK: http://vlanamed.com/myshechnaya-distrofiya/ 9H
LuMKnoneaua 3aboneBaHum ©




®opma 3Spba-Pota
S G

YTUHaA noxoaka

. Salid
=4 >
p“CYHOK 5' ﬂuu§ "n:uc;naTa" CumMnToM "KpbINOBUA-
PebGenok I'., 15 ner. Hble nonaTku”
A-3: NMMA,

Jlnuo muonara («nnuo cpuHKca)
Atpocua n napes mMblilly nMua npum
MuonaTtum oobycnoBnmBaroT
cBoeoOpa3HoOe BblpaXeHue nuua: oHo
MacKkoobpa3Hoe, manonoaBuxHoe,
MMMMUKa BANasa, OTCYTCTBYIOT CKNaaKu Ha
noy — «norMpoBaHHbIN NOO» U T.4.

dopma Ipba — Pora



MpuMeHeHUe naumMeHTOM KOMMEeHCaTOPHbIX
MUOMNaTUYeCKUX NpuemMoB Npu BCTaBaHUU — CUMMTOM
FoBepca (bonbHOM «B36UpaeTcs no cedey)

NMceBaornneprtpodusn
MKPOHOXHbIX MbILLL

UcTouHuk: https://online-diagnos.ru/iliness/d/progressiruuschaya-mish
echnaya-distrofiya-bekkera




Tunsl Hac/Jie10BaHUSA

< lNonaHgpuyeckuu, nnu cuensieHHbIN ¢ XPOMOCOMOMN Y,

o [y

-

TUN HacnegoBaHUSA
OcobeHHOCTU HacneaAoBaHUSA:

nepepnaya rnpu3Haka oT oTua BCEM CbIHOBbSIM;

eepmukKasibHbIU XapaKTep HacrnenoBaHUA NPU3HaKa;

BEPOATHOCTb HacCJieAOBaHUA ANA JINL MYXCKOIro rnorsia
100%. x m O

1 Wl

6

= E——O - O——*
[Mpumepbl: v d) ﬁ d> E FLI rJ—l ;1

nPOSAHn

rMNepTPUXO3 YWHbIX PAKOBWUH;

N30bITOYHbLIN POCT BOJIOC Ha cpeaHux dpanaHrax
nanbLueB KUCTEMN.
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IXX




MeToabl TMATHOCTUKY U aHAJHU3A
HACJICACTBEHHBIX (DOPM NMATOJIOIHH

0 KnMHuko-cMHOAPOMONOru4yeckum MmeTtoz no3BosisieT BbIABMNATh
Mopcdornornyeckue, 6Moxummyeckne U GpyHKLUMOHanbHbIe
NPU3HaKU HacrneacTBeHHbIX POPM NaTONOruun.

0 KnuHuko-reHeanornyeckum metop BbisiBNSeT
naTonornyeckue npu3Hakum n npocnexmBaet 0COOEHHOCTU UX
nepena4vn B NOKOJIEHUSX NMPU COCTaBNEeHUN POAOCITIOBHOM.

CocTtaBneHue poaoCnoBHOU BKIOYaeT coop cBegeHuUm o
ceMbe KOHCYINbTUpYyoLwerocs nnv npodaHaa.

BnusHeuoBbIM MeTOA OasnpyeTcA Ha CPaBHUTESIbHOM
aHanuse 4YacToTbl onpeaeneHHoOro npm3Haka B pa3HbiX
rpynnax 6nm3HeuUos.

0 LnToreHeTn4yeckas AMarHOCTMKa OCHOBaHa Ha
MUKPOCKONNYECKOM U3Y4YEeHUN XPOMOCOM C LieSibio
BbIABJIEHUSA CTPYKTYPHbIX HAPYLUEHUN B XPOMOCOMHOM
Habope (KapuoTunupoBaHue).



[TpHUUNbLI NeYeHUNA

1. CumnTomaTn4yeckue: rieKapCcTBeHHbIE,
XUpypruyeckoe ygarneHue nopaxeHHbIX OpraHoB,
KoppeKuus NopoKoB cepaua u ap., ¢ NTOMOLbIO
ousnyecknux meTonoB.

e 2. NaToreHeTn4yeckme — KoppeKkumsa oobmeHa
(Ha3Ha4yeHMe gueTbl; BO3MeLleHue HegocTarLero
npoayKrTa; ocBoboXaeHue OoT NPOAYKTOB OOMeHa,
ABNAKOLWMUXCA cyOCcTpaTamMm NaToNIorM4eCcKou
peakuum).

e 3. ATUONOrMYecKkue — 3TO KaK nepcrneKkTusa npwu
peanu3aummn OCTUXKEHUN NFeHHOU NHXXeHepuu.



MONCKYNANKaA AHarHocTHRa

'mopunansauma OHK: ona onpeaeneHunsa nopsaka pacrnonoXxeHus
HYKrneoTuaoB B UCCrieayeMoM reHeTu4eCKomM martepuane
nsydyaemyro QHK nHkyoupyrot ¢ AHK-3oHAOM — Me4YeHHOU
paanoakTuBHbIM nsotonom ogHoHnteson [1HK ¢ nssectHom
nocrieaoBaTesibHOCTLIO HYKrneoTuaos. B cnyyvae
KOMMMNEeMeHTapHOCTU NMPONCXOoaUT CLUMBKA.

BnoT-rubpugmnsauna: gna onpenerieHUs NonoXeHus
aHomanbHoro pparmenta JHK nccneayemytro JHK nocne
pecTpuKLUUKN pasaensroT No MOJIeKyrnispHOM Mmacce,
AEeHaTypUpYyroT, (hMKCUPYOT HA MeMbpaHe n ruopmnansupyroT ¢
Me4YyeHHbIM pagunoakTuBHbiM nsotonom AHK- nnmn PHK-3oHaom.

KnoHnposaHue JHK: ¢ noMowbio pecTpUKTas HUTb BbiAENAIOT
oTAenbHbIe rpynnbl reHOB UITU eAUHUYHbIE reHbl, 3aTeM co34aloT
HeobxoaoMmoe KonmM4yecTBO KONMUW OAAaHHOrO reHa.



[exHonorue ﬂHK -MIKDOUVNOE

Re a‘

BoisaBnatoTtca pasnnumna B HaceneHHoctn MPHK, onpeaensembix kak KQHK
(komnnemeHTapHaa OHK).

Yunbl ¢ KOAHK Ha CTeKNAHHLIX UMM HEUNTOHOBLIX CybcTpaTax
U3roTaBfIMBalOTCA C MOMOLLLIO BbICOKOCKOPOCTHbLIX POOOTOB UMM CTPYMUHbIX
NMPUHTEPOB.

Kaxpoe nATHO coaepXUT MMMOOUNu3oBaHHbIe 30HAbI — (pparmeHTbl KOHK
pa3nu4yHON ANUHbI, KOMNrieMeHTapHble KOHK-muweHaM.

PagnoaktuBHo meyeHHble KOHK-MUwIeHn CMHTE3NPYOTCA C NOMOLLLIO
obpaTHoOM TpaHCcKpunTa3sbl HaA ocHoBe MPHK 13 aHanu3snpyembiXx KrneTok.

OaHoHuTeBble KOHK-MUweHU rubpmnansmpyrotTca ¢ KOMMnieMeHTapHbIMU
kAHK Ha maTpuue, He cBA3aBLUMECH BbIMbIBAKOTCA Oydepom.

AHann3 pagnoakTUBHbIX NATEH Ha POTOMNSIEHKe AEMOHCTPUPYeET Hann4me
MPHK B aHanu3npyembIx KrneTkax, YTo cBMAOETeNIbCTBYeT 00 aKkcnpeccum
COOTBeTCTBYHOLLEro benka.
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FISH (Fluorescence In Situ Hybridization)




[10nUMepasHan LiEnHas peaxLius

MLP - 3TO0 MeTOA, KOTOPLIN NO3BONAET NMPOBEPUTDL
reHeTU4eCKMMN matepuar, aKCTparmpoBaHHbIU U3 UccnegyemMoro
KINMMHUYeCKoro obpasua, Ha HanM4yme B ero cocrtaBe y4yacTka
Yyy)XepogHou Unm uaMeHeHHOU reHeTU4eCKou nHopmauunn.

NMUP ncnonb3yetcs

0 Aana nony4vyeHusa KONUKU HenpoTsaXeHHbIX y4yacTtkoB JHK,
cneundunyHbIX ANA KaXXaoro KOHKPeTHOro HacneacTtBeHHOro unu
UHdeKUMOHHOro 3aboneBaHuns, a Takxe nccrieayemMoro
reHeTU4YeCKU odyCcrnoBrieHHOro NpuU3Haka;

0 ansa Bu3yanusauum (B criyvyae npucyTcTBUSA) TaKUX
cneuncuvecknx y4acTKkoB, YTO U ABNSAETCA LeNbio
reHoanarHoCTUKM.



[l0numepasHan LiEnHas peall

[MpHUMNbI MeTo4a ObINU BriepBble NpeanoXeHbl
npodeccopom KopaHa B 1971 ropay.

B ocHoBe metoaa NUP nexut cnocobHocTb AHK-nonnmepas

OCYLEeCTBNATb HarnpaBrieHHbIU CUHTE3 KOMMJIeMeHTapHOU uenu
OHK no nmerowenca marpuue ogHouenovyevyHou AHK,
HapawunBasa HeOONbLUYHO OFIMFTOHYKNEOTUAHYIO 3aTPaBKy
(mnpanmep), KOMNIeMeHTapHY y4acTKy 3TOM MaTpulbl, A0
pa3mMepoB B HECKOJIbLKO ThbICAY UM AaXe OeCATKOB TbICAY
3BeHbeB. [loBbIWaa TemnepaTtypy, MOXHO AOOUTLCA OCTaHOBKU
peakuun u nocneaywwien gaeHatypauum nonyvyeHHoun JHK, T.e.
pa3aeneHuna ueneun nosly4eHHon B Xxo4e peakuum
asyxuenodyeyHoun OJHK.



[l0numepasHan LiEnHas peall

Kaxgbiv umkn MNMLUP cocTounT U3 Tpex aTanos:

1. QeHaTtypapauusa OHK. PeakunoHHyo cmech HarpeBatoT go 92-95°C, B
pe3ynbraTte Yyero gsyxuenodvedHblie monekynbl [IHK pacnnetaroTrca ¢
oOpa3oBaHMeM ABYX OAHOLENO4Ye4YHbIX MOJIEKYI.

2. OTXUr (npucoeanHeHune npanmepos K JHK-muwieHn ¢ o6paszoBaHnem
KOPOTKUX AByxuenoyeyHbix y4acTtkoB AHK, HeobxoaumbIix Ans nHMUMauum
cunte3a JHK). C obpa3oBaBLIMMMNCA KOMMNJIEKCaMM NpanmMmep-maTpuua
cBa3biBaeTca JHK-nonnmepasa.

3. OgHoBpemeHHoe konupoBaHue OHK c asyx npainmepos,
KoMnnemMmeHTapHbiX ydyactkam [JHK Ha npoTUBOMNOMOXHLIX Lenax v
pacnosfioXXeHHbIX TaKuM obpa3om, uto nonnmepusauusa OHK c ogHoro
npanMmepa npuBoauna kK cuHte3sy uenu JHK, B koTopoun Ha onpeaerieHHOM
yaaneHuun copepxarncs yqyactok [1IHK, komnnemMeHTapHbIM ApyromMy npammepy.
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