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

e BoaMmOXHOCTb U hopma NnposABfIeHNA reHa 3aBUCAT OT
ycnoBuun cpeabl. Cpena 30ecb — 3TO YCINOBUA,
OKpy>KarLiue KreTKy, U npucyTcTeme Apyrux reHoB.
[eHbl B3anumoaencTBYyHOT APYr C APYroM U, OKa3aBLUUCH
B OOHOM reHoTune, MoryT CUJIbHO BIIUATb Ha
nposiBrieHne AeucTBuUA coceagHUX reHoB.

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



[MpusHaku:

BHelWHMe (4BeT KOXKn, Bosioc, hopma yxa unm Hoca, oKpacka
LBETKOB);

BHYTPEeHHUe.

aHaTomMmun4yeckue (CTpoeHue Teria U B3aMMHOE pacrnosioXeHue
OpraHoB),

donsnonorunyeckue (pyHKUMU OpraHM3ma, oTaenbHbIX ero
OpraHoB, CUCTEM OpPraHoB),

onoxmmumnyeckue (CTpyktypa d6enka, aktTuBHOCTb hepMeHTa,
KOHLEeHTpauusa ropMOHOB B KPOBW).

Kaxpnas ocobb nmeeT cBOM 0COOEHHOCTU BHeLUHero Buaa,
BHYTPEHHero CTpoeHus, xapakrepa ooMeHa BelecTB,
byHKLMOHNPOBAHUA OPraHoB, T.e. CBOU (peHOTUIN, KOTOPbIN
cchopmmpoBanca B onpenesieHHbIX YCIoBUAX cpeabl.

deHomun ¢hopmupyemcs nood esiusitHUeM 2eHomuna u ycsioeuu
8HelWwHel cpeosbl.

F'eHomun ompaxaemcs e peHomune, a peHomun HauboJsiee
MOJIHO Mposiesisiemcsi 8 onpeoesIeHHbIX YCII08USIX CPEOBbI.



XpoMoOCOMbI

eHeTn4Yeckana MHdopMaUna KaxXaoro YenoBeKka coxpaHsieTca B 23
napax XpoMoOCOM, KOTOpPble O4YeHb OT/INYAIOTCA pa3MmepamMm u
cdopmon. Xpomocoma 1 - camana 6onbluas, ee pa3mep d6ornee yem B
Tpu pa3a oonblue, YemMm pa3mep 22 xpomocombl. [iBaguaTb TpeTbA
napa XpomMocoMm - 3TO ABe crneunarnbHblie XpomMmocoMm, X u Y, KoTopble
onpepenstoT Haw non. XXeHwuHbl umetoT napy X xpomocom (46, XX),
B TO BpeMsl KakK Y MY>X4YMH 3Ta napa cocTouT s ogHoum X n ogHoun Y
xpomocombli (46, XY).

OcHoOBHOM cocTaBnALWwen Kaxaon xpomocombl aensaetca AHK, a
reHbl - 3TO OCHOBHbIe cocTaBnswme xpomocomHon OHK.

Monekyna KaXgov XpoMOCOMbI OMeHb ANMMHHAsA, MO3TOMY AnA
KOMMaKTHOCTU OHa NJZIOTHO HaMOTaHHaA Ha cneunduyeckme 6erkm-
FTMCTOHbI. ITO siBNeHNe Ha3blBAETCA CynepcKpy4nBaHue Unm
cynepkomnakTtusauus. nvHa HK ogHON XpOMOCOMbI COCTaBASAET B
cpeaHeM S CM.

Ona cpaBHEHUA MOXHO cebe npeacTaBuTb, YTo Beca [1HK, koTopas
COAEepPXUTCH B AApe KaXKOOU KIeTKU, B pa3BepHYTOM BuAae AO0JKHa
UMeTb AJIMHY OKOJ10 TPeX MEeTpPOB.

Ecnu BbiMepaTb gnuHy Bcen AHK opraHnama 4yenoBeka, To, CTOUTb
OTMeTUTb, YTo ecnu HUTH [IHK cnoxutb no gnnHe, To 3TON ABOVNHON
HUTbIO MOXHO ObINI0 ObI coeanHnTb 3emnio n ConHue okorso 70 pas.




AOHK nmeeT MmonekynspHoe cTpoeHue, obecnevymBaroLiee CNOCOOHOCTDb K
YABOEHUIO U K 00pa3oBaHNI0O MHOXeCTBa pa3HoOobpa3HbIX ¢hopm.

Monekyrna HyKneMHOBOM KUCIOTbl MMeeT hopMy HUTU, NpeacTaBnsaoLWen
cobou uenb HykrneoTnaos (puc. 3.13).

Kaxabin HyKneoTua COCTOUT U3 TPEeX YaCcTen: a3zomucmo20 OCHOB8aHUS,
ya/1e800H020 KOMIMOHeHmMa u ¢hochopHoOU Kucsiomail.

OTaenbHble HYKNEeOTUAbI B HYKITEMHOBbIX KUCNOTaxX cCoeANHEHbI Apyr C
apyrom yepe3s poccopHyO KUCIIOTY MPOYHOU XUMNYECKOU CBA3LIO.

YrnesogHbin KomnoHeHT B [1HK npeacraBneH caxapom - 4e30KCUPNO030M.
CaxapHbin 1 pocdOpHbLIN KOMNOHEHTbI Y BCeX HYKNeOTUAOB OAUHAKOBbI, YTO
e KacaeTcsl OCHOBaHMM, TO CYyLLUEeCTBYeT YeTbipe TUna OCHOBaHUWN: a0eHUH,

UUMO3UH, 2yaHUH N MUMUH. Ina NnpoCcTOoTbl NX YacTo 06003Ha4YalT byKkBamMu
AU TIMuT.

OuyeHb BaxHO, YTO Mmonekyna JHK obpa3oBaHa He ogHOWN, a ABYMSA HUTAMM,
KaXpasi U3 KOTOPbIX UMeeT Takoe CcTpoeHue. HnTm coeamHaoTCcAa mexay
cobou cnabbiMmn BOgoOpOAHLIMU CBA3SAMU Yepe3 OCHOBaHUA.

[Mapbl OCHOBaHUU NOAXOAAT APYI K APYrY. KaK KIY K 3aMKy. Mpu atom
afieHNH Bcerga CTouT B Nnape ¢ TUMUHOM, a ryaHuH ¢ umto3auHom (A-T, I'-L, cm.

puc. 3.14). briazodapsi makoMy KomMmrsieMeHmapHoOMy CmMpPOeHUr, ama
deoliHasi HUMb crnocobHa Mo4YHO eocrpou3sodums cebsi, o6pa3ys
udeHmMu4Hble 080UHbIe HUMU.
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* [lo4yTU B LEHTpPpe KaXXaou XPOMOCOMbI COAEPXKUTCA ee
LeHTpomMepa, HeOoNnbLLOoN Yy4acTOK, KOTopasa AeNnT XPOMOCOMY
Ha ABe YacTun, obpa3sys npu 3ToM OsIUHHOE 1s1e40 (q) u
KOpOmEkKoe nsie4o (p).

 Kpome Toro, ana 6onee getanbHOro U TOYHOro uccriegoBaHus
XPOMOCOM UCMONb3YyeTCA MeTo OKpPpaCkKu XpOMOCOM
cneunanbHbIMU Kpacutenamu. Kaxgaa xpomocoma nmeert
YHUKarbHYH YeTKYH NMOofiocaTylo CTPYKTYpPY, a Kaxkaana nosiocka
UMeeT HoOMep, KOTOpPbIN NoMoraeT onpeneriuTb
(nokann3npoBaTb) KOHKPETHYH0 YaCTb XPOMOCOMbI (J10KYC).

e JTOT MeTopA, NPV KOTOPOM MNOSIOXKeHUe AaHHOro reHa
onpepenseTcH pasmMmeLlleHMemM ero Ha KOHKPeTHOU norsioce
XPOMOCOMbI Ha3bIiBaeTCA LUNTOreHeTUYECKUM KapTUpPOBaHUEM.
Hanpumep, reH 6eta-remornoouHa (HBB) pa3melueH Ha
xpomocome 11p15.4. 3T1o o3HayvaeT, YyTo reH HBB pacnonoxeH Ha
KOPOTKOM nrieye (p) xpomocomsbl 11 n HaxoanTca Ha 4 nonoce 15
yyacTKa 3TON XpPOMOCOMBI.




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.
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LievtpOMmepa
Monexkyna HK

[Be xpomamabl
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Kapuorpamma
MYXXYUHbI

JTO n3obpaxeHue
23 nap
yerioBe4ecKux
Xxpomocom. OHu
OKpalleHbl U
pa3MelleHbl nNo
Mepe YMEeHbLUEeHUS
pa3mepa.

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




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 desieHue K/1iemo4yHo20 sidpa, npu KOmopom

ob6pa3yromcsi 0sa doYyepHuUx siopa ¢ HabopaMu XPOMOCOM, UOEHMUYHbIMU
Habopam podumernibCKOU Kiiemku.

BmecTe ¢ AgeneHuem agpa npoucxoauT U gerieHne uutonnasmMbl Ha ABe paBHble

4aCTUn, " BOCCTaHOBIJ1I€EHUe KINeTO4YHOM MeM6paHbl. MuTtoTn4yeckoe geneHue npnBoauT K

yBenn4yeHUIo Yucna KneTok, obecneymBasi npouecchl pocTa, pereHepawumm u
3aMeLleHUs KNeTOK Y BCeX BbICLUMX XKUBOTHbIX U PAacTeHUMN.

Meuo3 - amo npouecc desieHUs1 KlIemoYyHo20 sidpa ¢ obpa3oeaHuem
yembipex 00YEePHUX si0ep, Kaxxooe U3 KOmopbix cooepxum edsoe MeHbue
XPOMOCOM, 4YeM UCXOOHOoe si0po, MO3MOMYy e20 euwe Ha3biearom
pedyKuuoHHbIM (OT nat. reductio - yMeHbLUeHMe).

NMpu menose B poanTenbLCKOM KNeTke CHayana npoucxoaut ogHoKpaTHoe yaBoOeHue
XpPOMOCOM (KaK B MUTO3€), HO BCneA 3a 3TUM CrieayroT ABa UUKra saepHbIX (U
KITeTOUYHbIX) AeNIleHUN - NepBoe AerfieHue Memo3sa u BTopoe aeneHne menosa. Takum
obpa3om, npu Menose AAPO AENUTCA ABaXAbl, a XPOMOCOMbI YyABaUBaKOTCA TONbKO
OAUH pa3. B peaynbraTe o6pa3yloTca YeTbipe KNeTkn, B KOTOPbIX YNCIIO XPOMOCOM B
ABa pa3a MeHblue, YeM B poauTenbckon. Menos obecneymBaeT coxpaHeHUue B paay
NOKOJIEHUN MOCTOSAHHOIO YMNCJia XPOMOCOM Y BUAOB C NOMOBbLIM pa3MHOXeHueMm. B
CBSI3M C TE€M, 4YTO NPM ONSIOAOTBOPEHNN MPOUCXOAUT CIIUSTHUE MATEPUHCKOIO U
OTLIOBCKOro sigep, UX XpOMOCOMbI OO bEeAUHAIOTCA.




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 MUTO3A

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




XpoMOCOMHasA Teopun
HacrneacTBEeHHOCTH



OCHOBHbIe NONMOXEeHUA XPOMOCOMHOUN TEOPUN
HacneacTBEHHOCTMU

e XpOMOCOMHaA Teopusa HacneacTBeHHOCTU - 3TO yyeHue o
nokKkanu3aunun HacneacTBeHHbIX (PaKTOPOB B XPOMOCOMaX KIeTOK.

*OHa ymeepx0aem, 4Ymo rnpeemMcmeeHHOCMb 8 pPsidy NMOoKoJsiIeHUU
onpedesisiemcsi NpPpeeMcmeeHHOCMbIO XPOMOCOM.

*[lepBble NOSIOXXEHUAA XPOMOCOMHOU TEOPUMN HACNeACTBEHHOCTH
Obinu chopmynupoBaHbl T. boepu (1902-1907) n Y. CeTTtoHOM
(1902-1903), a 3aTem geTarnibHO pa3paboTtaHbl B Ha4yarne XX Beka
wkonowu T.I. MopraHa.

*BnocneancTeum 3Tn NonoXxeHust NOAy4Yunu noaTeBepXxXaeHue npu
N3y4YeHUM reHeTUYeCKoro MexaHm3ma onpenerieHms nonay
XMBOTHbIX, B OCHOBE KOTOPOro FNeXUT pacnpeaeneHue nonoBbIX
XPOMOCOM cpeaun NOTOMKOB.




OCHOBHbIE NONOXEHUA XPOMOCOMHON TEOPUN HACNEOACTBEHHOCTMU:

1. MaTepMaanble HOCUTeJiIn HacneaACTBEHHOCTU — Nr’eHbl HaxoaATCA B XpPOMOCOMax,
pacnonarakoTcA B HUX JINHEeMHO Ha onpeanesieHHoOM pacCtTosdsHUUN Apyr OoT Apyra.

2. leHbl, pacnosioXeHHblie B O4HOW XPOMOCOMeE, OTHOCHATCH K OQHOM rpynne
cuensieHns. Yncno rpynn cuensieHMs COOTBETCTBYET ranyiongHomy 4Ymcny
XPOMOCOM.

3. Mpu3Haku, reHbl KOTOPbIX HAXOAATCA B OAHOU XPOMOCOMe, HacrieayrTCs
cuensieHo.

4. B noTOMCTBE reTepo3nroTHbIX poauTesrien HoBble COYeTaHUSA reHoB,
pPacnosioXXeHHbIX B O4HOW Nape XpOMOCOM, MOTYyT BO3HMKaTb B pe3yribraTe
KPOCCUHroBepa B npouecce Menoasa.

5. YacToTa KpoccuHroBepa, onpegensiemasi No NPOLEHTY KpOCCOBEepPHbIX ocoben,
3aBMCUT OT PacCTOAHUA MeXOy reHamu.

6. Ha ocHOBaHMU NMHENHOro PacnosioXXeHNUsi FeHOB B XPOMOCOMEe M 4acToThbl
KpOCCUHroBepa, Kak nokasaTesnifi pacCTOSIHUSA MeXay reHaMu, MOXXHO NMOCTPOUTb
KapTbl XPOMOCOM.

*T. MopraH v ero Konsieru olwM604HO CYMTANMU, YTO FeH ABNSieTCA eQUHULIE MyTauun,
peKoMOUHaLUMK U (PYHKLUMMU, T.e. FeHbl MYTUPYIOT U PEKOMOUHUPYIOT Kak eauHoe uernoe.

*B 20-30-x rr. XX Beka A.C. CepebpoBckum n H.IN. Ady6buHMHBLIM Ha npumMmepe reHoB Apo30¢unbi
ObIJy1I0 NOKa3aHO, YTO reHbl UMEKOT CNOXHYI0 npupoay. ATO OTKPbITUE NOATBEPANNOCH
nocreanyroWmMMmn padbotamm 3apyoeXHbIX YYEHbIX.




eHeTHUKa nona

e [lpu cpaBHEHMN XPOMOCOMHbIX HAOOPOB HEMONOBLIX KNETOK
YXXE€HCKOIro U MY>XCKOro nona B 04HOU nape XpoMoOCOM BbISIBfI€HbI
pa3nnyunsa, XotTa B 0OQHOM M3 NMOMOB U 3TN XPOMOCOMbI
oavHakoBble. UX Ha3biBakoT X (MKC) XpoMocomMamMu. Y BTOPOU
nosia ogHa takast xxe X-xpomMocoma, a BTopasi oTrim4aeTcs no
cBoeMy cTpoeHur. OHa Ha3BaHa Y-XpPOMOCOMOM.

e IJTYy napy NMpPUHATO Ha3biBaTb NOJIOBbLIM XpOMOCOMaM, a BCe
napbl XpOMOCOM UAEHTUYHbI Y MYXXCKOU U XKeHCKON ocobeu -
aytocomamu. lNMNonoBblie (X 1 Y) XpOMOCOMbI OTNINYAKOTCSH He
TONIbKO Mo Mmopcdonormun, a Takxke no nHpopmauum, 4To
COOEPXUTCH B HUX.

e CoyeTaHMe NOJSIOBLIX XPOMOCOM Mexay cobou onpenenseT nosn
opraHuama. KneTku xXeHCKOro opraHusma cogepxart ase X-
xpomocombl (XX). MyXcKkune KneTku cogepxat ogaHy X n ogHy Y-
xpomocombl (XY).



[[ameToM XKeHCKOro opraHuama siBrnseTca auuekneTka. B
npouecce oBoreHe3a (06pa3oBaHUA ANLEKNETKU) ANLEKNeTKa
Bcerga coaepXxuTt X-xpomocomy.

[aMmeTon MyXCKOro opraHmsama siBNsieTcAa cnepmartrosoua,
KOTOpbIN 0Opa3yeTcs B npoLecce crnepmaroreHesa u MOXeT
coaepxatb X unm Y-xpomocomy.

Bo Bpems onnoaoTBOpPEeHUst NPOUCXoAnUT CIINSAHNE XKEHCKOW
ANLEKNEeTKN N MYXXCKoro cnepmarto3somnga. CoorBeTcTBeHHO X-
XpOMOCOMa BO BpeMS CNUAHNA 00 beaANHAETCA C APYrow
NosIoBOM XPOMOCOMOMU OT cnepmaTto3ouaa - X unm Y.

[Mpu cnnaHnm rameTbl (ANLEKIeTKa Y XXeHLUH U
cnepmaro3omp y My>X4nH) X-XpoMOCOMbI MaTepu ¢ raMeTou C
X-xpomocomou oTua obpasyeTtcsi 3urota ¢ asyms X-
xpomocomamu (XX), KoTopas gaet Ha4yano XXeHCKOMY
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 AaBaf Ha4yasrio My>XCKOM OpraHusmy.



CuenseHue u KpoccuHa08ep

B TOoM cnyvae, Korga reHbl pa3HbIX NPU3HAKOB
pacnonararoTcs B O4AHOU XPOMOCOME, X Ha3bIBaloOT

cuernsieHHbIMU.

 OgHako He crnegyeT AyMaTb, UTO CUENJIeHHble reHbl HABeKn
CBAi3aHbl APYr C ApPyrom.

e Ha camom gene npupoaa npegycmMmoTpena MexaHusm,
NO3BOSNIAOLWMUN 3TUM reHamM UHoraa peKoMoOMHUpoOBaThb,
npaBAa, ecyiu OHUN He CIIULWLKOM OJfIN3KO pacnosioXKeHbl B
XpoMocoMme.

 [eHbl pacnonararoTcsa B XpOMOCOMaXx JINHENHO MO BCEN UX
AnvHe. B npouecce meno3sa npu KOHboraumm (conmxeHmn)
rOMOJSIOrM4YHbIX XPOMOCOM CO34al0TCA yCroBusa Ans
BO3HUKHOBEHUSA npouecca, KOTOpbIN HOCUT Ha3BaHUe

KpoccuHz208ep, UNu repexkpecm.




e TOT MEeXaHNU3M NMO3BOSIAET FOMOJIONMYHbIM
XpOMOCOMaM OOMeHMBaTLCA Yy4YaCTKaMMU.

e [lapbl reHOB, AareKko pacnono)XeHHble
ApYyr oT Apyra, A0MKHbl PEKOMOUHUPOBaATL
c Oonbluen BEepOATHOCTbIO, YeM OfIn3Ko
pacrnosioXXeHHble FreHbl.
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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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[Mpouecc obpa3zoBaHusa rameT B ABYX
noKoneHusx (poantenu n NOTOMOK).

OTey Mare

k3
D
PoamrenbCcKme Knerkm C
AnNnonaHbiMa Habopom

XporMoOoCcomM

MNEAaMeTsl poamTeneii
(rannovaHbiia HaGop)

AnrnnonaHsiia Habop
XpPOMOCOM B KNerkKax
noToMka

TuvnNsl raMeT NOTOMKA

@ @ @ @

Psec. 3.10
PexkomMOmMHaLiMsT XpOMOCOM 8 rnpoLecce obpas3osarits raMerT B AByX

MTOKOTeHHna3X
OaHa poauTenbcKas Napa MMeeT NOoTeHLManbHY0 BO3MOXHOCTL NPOU3BECTH
Ha cBeT 20%* reHeTUYECKUN pa3nuyaloLWMNXCcs Mexay cobomn aeten, a 3To 6onblue,
YyeM BCe KOrnun4ecTBO naen, korga-nmbo XusLux Ha 3emMmne.



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

I eH — amo He6onbwol yyacmok xpomocomsi (y4actok monekynbl [HK),
obniadarowull onpedesieHHoU 6buoxumuyeckol ¢pyHKyuel u oka3blearowuu
crneyughuyeckoe esiusiHue Ha ceolicmea ocobu.

[eHbl cobuparoTcsa B 6noku, a nocnegHne — B JHK-HUTL (xpomoHemy). [ HK-
HUTb coeauHAETCA B XpomaTtuabl. [lBe XxpoMmaTnabl 00pa3yroT XpoMOCOMY.

[eHbI noapa3aendarorTcAa no Ay uxX beHKLIMM M NO akKTUBHOCTM.

Mo BUAY UX (byHKLI,VIVI reHbl AenATCA Ha CMPYKMYPHbLIE, oriepamopbl U
pecsyriAamopsbl.

CmpyKkmypHbIl 2eH (UWWCTPOH) — 3TO FeH, XpaHsLwWwmun nHcpopmaumio o
CTPYKType 6enKkoBOM MOMEKYbI.

eH-onepamop ynpaBnsieT akTMBHOCTbIO HECKOJNbKUX FreHOB-LUCTPOHOB U
pacnonaraeTcsl HenocpeacTBeHHO Bo3ne Hux. Komnnekc ns reHa-onepartopa v
rpynnbl CTPYKTYPHbLIX FeHOB, UM ynpaBrsieMbiX, 06pa3yeT onepoH.

eH-pe2ynsmop perynupyeT akTUBHOCTb OMEpOHa C NOMOLLbLIO
cneuuvanbHoOro BelwecTBa, UM Npoayumupyemoro penpeccopa. Penpeccop,
BO34EeUCTBYA Ha reH-onepaTop, MHrMonpyeT ero n 6narogapsa 3TOMy CHUXaeT
aKTUBHOCTb CBAA3aHHbIX C HUM LIUCTPOHOB.



feHemu4yeckul Koo

 Kakum xe obpasom nHdpopmauusa o nocriegoBaTeribHOCTU ocHoBaHun HK
npeobpa3yeTca B nocrneaoBaTefiIbHOCTbL aMUHOKUCIIOT B benkax?

e EcTb Bcero 4yeTbipe pa3nnyHbix ocHoBaHusA - A,T,[Ll, a B cocTtaB 6enkoB
BXxoaAaT 20 pa3nM4HbIX aMUHOKUCTIOT.

e Tonbko KOA, COCTOALLMN U3 TPEX OCHOBaAHUU, MOT Obl 0becnevynTb
BKJ1loUeHne Bcex 20 aMMHOKUCIIOT B cOCTaB O6erlka, NOCKOSIbKY YUCIIO

BO3MOXHbIX TpUnneTos 3aeckb 4° = 64. TaKUM 00pa3oM, Kaxaou
dAMUWHOKUCIIOTE OOJIXKHO COOTBeTCTBOBATHL TPU
nocneagoBartenbHbIXx ocHoBaHua AHK.

e JTa 3aBUCUMOCTb MeXay OCHOBaHUAMU U
aMMHOKUCOTaMM U3BEeCTHa Nnoa Ha3BaHUeMm
reHeTU4YecKoro Koaa.

e [lokasaTtenbcTBa TPUNJIETHOCTU Koaa ObINnu nosny4vyeHbl B 1961 r.
®PpaHcucom Kpukom.




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

TATI TTIIATivove TTIOAT

Puc.3.18
TPHNNETHLIA HENEPEKPLIBIIOLWMMNCA NEHETUYECKMM KO4



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.



PacnonoxeHue anneribHbIX reHOB U HearnnesibHbIX reHOB
1- annenbHble reHbl A a PacnosfioXKeHbl B OANHAKOBbIX Y4aCTKaxX

rOMOJIOrMYHbIX XPOMOCOM;
2 — HeannenbHble reHbl «A» U «B» pacnonoXeHbl B pa3HbIX y4acTKax

FTOMOJION'MYHbLIX XPOMOCOM,
3 - HeannesnbHbIe reHbl «A» U «B» PacnoJsyioXXeHbl B HeroMmoJiorun4yHbIX

XpOMOCOMaXx.



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.



B3anMoagencreume HeannenbHbIX FreHOB

* N3BecTHO MHOro criyyaeB, Korga npu3HaK uriv CBOMcTBa
AEeTEePMUHUPYIOTCS ABYMA UK Oonee HeannenbHbLIMU reHaMU, KOTOpble
B3auUMOOEUCTBYIOT Mexay coboun. XoTa B3ammoaencTeme yCrioBHO,
NOTOMY 4YTO B3aMMOAEWUCTBYHOT He reHbl, a KOHTPONNpyemMmbie UM
NnpoAyKTbl. [Ipy 3TOM NMeeT MeCTO OTKITOHeHUe OT MeHAeneBCKUX
3aKOHOMEpPHOCTEeMN pacLuensieHus.

Pa3nuyaloT YeTbipe OCHOBHbLIX TUMNAa B3aUMOOEUCTBUSA F€HOB:

KOMMJIEMEHTAPHOCTb, 3ANNUCTa3, NOIMMEPUIO "
mooudmumpyrowiee aeucreme (NrenoTponus).

° KOMHHEMGHTapHOCTb 3TO TaKOW TUN B3aUMOAEUCTBUA HeannesnbHbIX
reHoB, KOraa oavH reH OonosnHAeT Aeucrteume Apyroro HeamnnemnbHOro
reHa, 1 oHn" BMecCTe onpeagensdarotT HoOBoe nposBrieHne Npu3Haka. I'Ipuqu
COOTBETCTBEHHbIN NMPU3HAK pa3BuBaeTCA TOJIbLKO B NPpUCYyTCTBUN oboux
HealnlsneJsibHbiIX reHOB.

e KomMmnnemeHTapHOCTb ObiBaeT AOMUHaAHTHOM (KorAaa
KOMnriemeHTUpYyloLlmne reHbl AOMUHAHTHbI) U peLeccCuBHOM (koraa
chopMupoBaHue HOBOro rpMU3Haka CBA3aHO C B3aMMoAencTBMeM
peueccuBHbIX anneneun). Ho Bo Bcex criyyasix, Korga reHbl
pacrnosioXeHbl B pa3HbIX Napax XpoMocoM, B OCHOBE pacLuenneHumn
nexart uudgpoBble 3aKOHbI, ycTaHOBNeHHble 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!.



* [pumep: B 6pak BCcTynaeT napa rnyxux, y HUX poXaaloTcs AEeTU, KoTopble
BCe CIbiwaT. ATO MOXeT ObITb TONMbLKO B crny4yae, ecrivu OAuUH poauTterb
cTpaaaeT rnyxoTtou no reHy «B» (AABB), a Apyromn — no reHy «a» (aaBB).

e Bce getn nony4yart ¢ rametamu AB U aB JOMMHaAHTHbIe annenun, UX reHoTUnNbI
oyayT oguHakoBbl — AaBB, TO eCTb Kaxgas rameTta oyaet umeTb
AOMMWHAHTHbLIN annesnb Mo KaXxaomy reHy, Kotopbie oyayTt
B3aumMoaencTBOBaThb, AOMNONHAA APYr Apyra n chopMmupoBaTb HOBbLIN, MO
OTHOLUEHUK K pOoAUTENAM, MPU3HAK — HOPMaJsibHbIU CIlyX. TO U eCTb
KOMMJIeMeHTapHoe B3aumMmoaencTeme reHoB.

 [OonycTtunm, 4TOo AETU BCTYNAT B Opak ¢ cebe NnoaoOHbLIMU, N OLLEHUM
BEPOATHOCTb POXAEHUSA ChbIWaWKUX U FIyXUx aeTen B 3TOM criyyae.

e Takmm obpa3om, Mbl NOSTYYUSIN COOTHOLLEHUE: 9 cnbIWwawmnx : 7 rnyxmx
CooTHoweHne heHOTUNMUYECKUX KITacCoB NPU KOMMSIEMEeHTapHOM
B3aMMOOEeUCTBUUN MOXET ObITb pa3HbIM, B 3aBUCUMOCTHU OT BuUAa
KOMMJIEMEHTAPHOCTU U NPOABIIAEMOCTU OTAeNbHbIX reHoB: 9:3:3:1; 9:6:1; 9:7.
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Jnuncras - 3TO Takoe B3anmoaeucTteue HeannenbHbIX
reHoB, MPU KOTOPOM OAMH reH noaaBnseT AencTBue
Apyroro HeannesribHOro reHa. YrHeteHue MoryT Bbi3biBaTb
KaK AOMUWHaHTHbIe, TaK U peueccuBHble reHbl (A> B, a> B,
B> A, B> A), U B 3aBUCMMOCTHU OT 3TOr0 pasnnmyaroT
anucma3 dOMUHaHMHbIU U peyeccusHbIU.

MopaBnaoWMN reH NONy4YUn Ha3BaHUe MHrMbuTopa nnu
cynpeccopa. [eHbI-MUHTMOUTOPLI B OCHOBHOM He
AEeTePMUHUPYIOT pa3BUTUE onpenerieHHOro Npu3Haka, a
NUWb NOAABNAIOT AeUCTBUE OAPYroro reHa.

Ecnu reH-cynpeccop peuecCUBHbIU, TO BO3HUKAeT
Kpuntomepus (rped. Xxpuwitaa - TauHbIN, CKPbITbIN).

Y yenioBeka TakKumM rnpMMepomM MoXeT ObITb “"Bombencknm
cheHomeH". B 3TOM cny4yae peakuun peuecCcUBHbIN annenb
"x" B rOMO3UroOTHOM COCTOSIHUM (MM) noaaBnsieT
aKTUBHOCTb reHa jB (onpepenstowmn B (lll) rpynny kposwu
cuctembl ABO). lMoaTomy XeHLWmHa C reHOTUNOM jB_ XX,

deHoTUnHO nmeet | rpynny kposwm - 0 ().
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BonbLNHCTBO KONNM4YeCTBEHHbIX MPU3HAaKOB
OopraHuU3MoB onpeaensieTcsd HeCKONMbKUMM
HeannenbHUMbI reHaMu (nonureHammn).
B3aumogencrBue Takux reHoB B npoLecce
cdopmMmupoBaHma NpusHaka HasblBaeTcs NOSIUMEPHbIM.

B aTom cnyyae aoBe unu 6ornee AOMUHAHTHbLIX annenum B
paBHOU CTerNneHu BIIUAKOT Ha pa3BUTUE OOHOro U TOro
Xe npusHaku. NMNoaToMy noriMMmepHbIe reHbl NPUHATO
o00o03Ha4YaTb ogHOU DYKBOM nNnaTtUHCKOro andgasuTta c
uncbpoBbIM MHAEKCOM, Hanpumep: A1A1 n ala1l.

Buonoruyeckoe 3Ha4yeHMe NONIMMEPUUN 3aKJTHOHAETCH B
TOM, YTO NMPU3HAaKN, KOOAUPYEMbIEe 3TUMU reHamun, bonee
CTaOMNbHbI, YeM Te, KOTOpPble KOAUPYHOTCA OOHUM
reHOM.

OpraHn3m 6e3 nonMmepHbIX reHOB Oblis1 Obl OYEeHb
HeyCTOMYUBbLIM: NOOAA MyTauusa UM pekomounHauums
npuBoausna Obl K pe3Kon U3AMeH4YMBOCTHU, a 3TO B
OonbLIMHCTBE crly4yaeB MMeeT HeONaronpuUATHbLIN
XapakTep.




[MurMeHTaULmMA KOXK y YenoBeKa onpeaensieTcsa NATb UNu
LUeCTbI0 MOSIMMEPHbLIMU reHaMM. Y KOpeHHbIX xuteneun Adpukun
(HerpouaHoOM pacbl) NnpeobnapatoT AOMUHAHTHbIE annenu, y
npeacraBuTerien eBponeouaHou pachl - peueccuBHbIe.

[MoaTomMy MynaTbl UMEKOT MPOMEXYTOYHYI NMUrMeHTauuto, HO
npu 6pakax MmynaTtoB Y HUX BO3MOXHO NOsiIBfieHUe KakK bornee, Tak
N MEéHee MHTeHCUBHO NMUIrMeHTUPOBaHHbIX OeTeMu.

MHormne mopdonormnvyeckue, chusmonornyeckme m
naTosiormd4eckmne oCo6eHHOCTU YerioBeKa onpenensatoTcs
NOSIMMEPHbLIMU reHaMU: POCT, Macca Tesna, Befin4mHa
apTepuansHoro gasneHusa n ap. PazButue Takux npmM3HaKkoB Yy
yenoBeka NoOAYNHAETCH OOLMM 3aKOHAM NMOSINFreHHOro
HacnegoBaHUA U 3aBUCUT OT YCITOBUM CpeAbl.

B aTux cnyvyasax HabnrogaeTca, HanpumMmep, CKIIOHHOCTb K
rmnepToHnYeckKkom 6onesHun, oxXxmpeHuto u ap. JaHHbie Npu3Haku
npu 6naronpuATHbLIX YCNOBUAX cpeabl MOTYT He NPOSAIBUTLCA
UNn NPOosABUTLCH He3HAYUTEeNIbHO. TN NONIUreHHble NPU3HaKu
OT/INYAIOTCA OT MOHONEeHHbIX.

U3meHsAsa ycnoBua cpeabl MOXHO obecneyuTb NPounakTuKky
psaaa nofiMreHHbIX 3adborneBaHuMN.



e [lnenorponHoe gencreue reHoB - 3TO
3aBMCUMOCTb HECKOJIbKMX NMPU3HAKOB OT O4HOro

reHa, TO eCTb MHOXXeCTBeHHoe AencTBue oagHoro
reHa.

* Y yenoBeka usBectHa HacrieagcTtBeHHas 0orne3Hb
- apaxHogakTunua ("nayyvbu nanbubl’- OYEeHb
TOHKUE U ANMUHHbIE Nanbubl), UNN 60re3Hb
MapdaHa. NeH, oTBevyaoOLW UM 3a 3Ty OOre3Hb,
Bbi3blBaeT HapyLweHue pa3BUTUA
coeaANHUTEeNbHON TKaHU U OAHOBPEMEHHO
BNUSAET Ha pa3BUTNE HECKONbKUX NPU3HAKOB:
HapyLueHne CTPOEHUNA XpycTariuka rnasa,
aHoOManuu B cepaevyHo-cocyamcToun cucrteme.

e [lnenoTponHoe NencTBue reHa MoOXeT ObITb
NnepBUYHLIM U BTOPUYHbLIM.




* [lpy nepBUYHOW NNIEMOTPONUUN reH NPOABNAET
CBOU MHOXeCcTBeHHbIN 3addhekT. Hanpumep, npu
6one3Hn XapTHyna (no coamunum nepsBoro
6onbHoro — E. Hartnup) mytauus reHa
NPUMBOOUT K HapyLUeHNI0 BCacbiBaHUSA
aMUHOKMCNOTbI TPpUnNToPaHa B KNLLEYHUKE U ero
peabcopbunmn B no4yeyHbIX KaHanbuax. Npu aTom
rnopaxarwTca oQHOBpPeMeHHO MeMOpaHbI
annUTenuanbHbIX KNEeTOK KULLeYHMUKA U NOYEeYHbIX
KaHanbLeB C pacCTpoOUCTBaMM
nuieBapuTesribHOU U BblaernmUTeNnbHON CUCTEM.

e [Ipy BTOPUYHOU NNIENOTPOMNUN €CTb OAHO
nepBuyHoe hbeHOTUMNHOEe NpPosBNeHne reHa,
BCrieq 3a KOTOPbIM pa3BMBaeTCs CTyrNneH4YaTbIn
npouecc BTOPUYHbIX USBMEHEHUN, NPUBOASLLMX K
MHOXeCTBeHHbIM 3dhheKkTam.




e [lpn cepnoBUAHO KNEeTOYHOU aHEMUU(CTPYKTYPHbIE
HapyweHusd rnodbunHa, B Kaxxaomn berta-uenu B ee 6-om
NOJIOXKEeHUU rMyTaMMHOBaA aMUHOKMCIOTa 3aMelLleHa
Ha BafiMH) Yy roMO3UroT HabnopaeTca HeCKONbKO
NaTosIoOrM4ecKuUX NPU3HaKoB: aHeMusi, yeesiludeHHas!
ceJsie3eHKa, nopaxeHue Koxu, cepouya, nNo4YeK u Mo3aa.

e Bce 3Tn (heHOTUNHLIE NPOABNEHUA reHa COCTaBnAIOT
nepapxmio BTOPUYHbIX NpoaBrneHun. [lepBonpuinHoOU,
HenocpeacTBeHHbIM (PEHOTUNMHBLIM NMPOABIIEHUEM
AedeKkTHOro reHa ABNsAeTcH aHOMaNnbHbIN FeMOrnoduH
S n aputpouunTbl cepnoBuaHon bopMblI.

 BcneactBue 3TOro npoucxoasT nocrieaoBaTenbHO
Apyrve natoriorm4yeckue npouecchl: crimnaHue u
pas3pyLueHne 3pUTPoLUTOB, aHeMus, aedeKkTbl B
noykax, cepaue, Mo3re - 3T naroniormyeckue
NPU3HaAKN BTOPUYHDI.



HopmanbHble u aehopmMupoBaHHbIe 3PUTPOLUTDI
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e [Ipu nnetomponuu, 2eH, eo3delicmeysi Ha
KakKou mo OOUH OCHOBHOU rpu3HaK, MoXxem
mak)xe MeHsimb, Moduguyupoesame
rnposiesieHuUe opya2ux 2eHoea, 8 c8si3U C YeM
eeedeHO MoHsImue o 2eHax-mMoadugukamopax.

e [locriedHUe ycusuearom usau ocsiabrnsrom
passumue rnpu3HaKoe, Kodupyembix
"OCHOBHbLIM" 2€HOM.




e NMNoka3aTensamu 3aBUCUMOCTU PYHKLIMOHUNPOBaAHUSA
HacrneACTBEeHHbIX 324aTKOB OT XapakTepUCTuK
reHoTuna ABNAeTcA NeHeTPaHTHOCTL U
3KCNPECCUBHOCTD.

e [leHeMpaHMHOCMb - 3TO YacToTa MNPOABJIeHUs reHa,
NOABJIEHUA UNU OTCYTCTBUSA NPU3HAKa Yy OpraHu3mMoBs,
OOMHAKOBLIX MO reHoTUny.

[leHEeTPaAHTHOCTb N3MepPAEeTCA NPOLEHTOM OPraHM3MoB
c PeHOTUNHBLIM NPU3HAKOM OT O0OLLero Konnyecrtea
00crneaoBaHHbIX HOCUTENeN COOTBETCTBYHOLLUX
annenemu.

Ecnun reH nonHoCTbLIO, HE3aBNUCUMO OT OKpPY>KaloLleun
cpeAabl, onpeaenseT peHOTUNHOE NPOosIBfieHne, TO OH
nMmeet neHeTpaHTHocTb 100 npoueHToB. OaHaKoO
HeKOTopble AOMUHAHTHbIE reHbl NPOABIIAIOTCA MEeHee
perynsapHo. Tak, nosiudakmursusi uMmeem 4emkoe
eepmukKasibHoe Hacsie0o8aHUusi, HO 6bbiearom rpornyckKu
MoKoJ1eHUU.




[leHeTpaHTHOCTbL
3aBUCUT OT NreHoB, OT
cpenbl, OT TOrO U
Apyroro.

Takum obpasom, 3TO He
KOHCTaHTHOe CBOUCTBO
reHa, a oyHKUUSA reHOB
B KOHKPEeTHbIX
yCrnoBusix cpenbil.




° JKCcrpeccueHOCMb_(naT. expressio - BbipaxeHue) -
3TO U3MEHEeHMUEe KONIMYEeCTBEHHOro NposiBrieHUs
Nnpu3Haka B pa3HbIX 0COOAX-HOCUTENAX
COOTBETCTBYIOLLEro annens.

* MMpy LOMMHAHTHbLIX HacneACTBEeHHbIX 3a0oneBaHNAX
3KCNPEecCUBHOCTb MOXeT Koriebatbcs. B ogHOM u Ton
XXe ceMbe MOryT NpPoABNATbLCA HacneaCTBEeHHbIe
Oone3Hn oT Nnerkux, eaBa 3aMeTHbIX A0 THAXenbiX:
pa3nnyHblie POpPMbI rTMNEePTOHUN, LLN3O(PPEHUMN,
caxapHoro guaberta u T.4.

 PeueccuBHble HacneacTtBeHHble 3a0oneBaHnA B
npeaenax ceMbu NPOSABAAIOTCA OOHOTUMHO N UMEIOT
He3HauYuTesribHble KonebaHus 3KCNPeCCUBHOCTM.




Hacj1e1cTBEHHOCTD
N3MEeHYHuBOCTL
Myranuu




HacaeacTBeHHOCTD

< HacnegocTtBeHHOCTbL — CBOUCTBO OPraHU3mMoB
COXpPaHATb U obecneynBaTb nepengavyy NpuU3HaKkoB
NOTOMKaM, a TaKXXe nporpaMmmmpoBaTb 0OCOOEHHOCTHU
UX MHOUBUAYarbHOro pa3sBUTUA B KOHKPETHbIX
YCNOBUAX cpeabl.

< HacnepoBaHue — npouecc nepeaavym reHeTU4YECKOU
MHopMaLUM O NPU3HAKaX.

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

$nokasarenb HacneayemocTtu (h?) — pons yyactus
reHeTu4yeckux paktopoB B obLLen
(dbeHOTMNINYECKON) UBMEHYUBOCTU NPU3HaKa.



N3MeHYUuBOCTH

CBOMCTBO OpraHusma npmobpertarb HOBbl€ NMPU3HAKN U
0COOEHHOCTU MHAUBMAYaNbLHOro pa3BuUTUA, oTrn4yaroLwmecs oT
poaUTENbCKUX

Buabl U3ME@HYUBOCTU

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

MYyTalLMOHHaA
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— Tepmun "MyTauua” seen I. ge ®pus (1901) ans
XapaKTepPUCTUKN CRyYanHbIX FreHEeTUYECKUX
U3MeHeHUW. Pa3nunyaloT crioHmMaHHsbIe U
UHOyUupoeaHHbIe MyTaLUOHHbIE NPOLIECChI.

— MHayumnpoBaHHbIU MYyTaLUOHHbIN NpoLecc - 3TO
BO3HUKHOBEHMEe HacneagcTBeHHbIX U3MeHeHUN noa
BNMUSAHMEM HanpaBrieHHOro Aencreusa akTopoB
BHELWHEeN U BHYTPEeHHeun cpeabl.

— BO3HMKHOBEHUA MyTauun 6e3 yCTaHOBJIEHHbIX
NPUYUH MPUHATO Ha3biBaTb CIOHTAHHbLIM
MYyTaLlMOHHbIM MPOLLECCOM.

— MyTauunoHHas NU3MEeH4YNMBOCTb OOyCroBrieHa Kak
BNUsiHUeM Ha opraHm3am pakTopoB BHeELLHeMn
cpeAnbl, TaKk U ero ou3nonormM4ecCKUM coCTosIHMEM.



Yacmoma eo03HUKHOBeHUs1I Mymauuu
3aeucum om:

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

* MUTOTNYECKOIo U MeMoTn4decKoro
LLMKNOB XPOMOCOM;

* XMMNYECKOIro CTPOEHUS
oTAeNbHbIX Y4aCTKOB XPOMOCOM



CnepmaroreHea
CnepmaroroHnm

L

NMepwoansi

Mepwwonast
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Ooumnr | nopa.qna
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Qoumr Il Nnopsaxa
Hanpasu“renbuoe

MNKU pPeayKumMo HHOe
Tensue

Hanpaavrrenbuble.
MmNV penayKuMoHHLIe

— TenbLLua
ASrauyexnerka

3Surorta obpasyrowasics
nocne onnoaoTeo peHus



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 OTHOCSATCS:

du3uvdeckKkue MymaazaeHhbl: a) NoHU3npyoLlee N3nydveHue
(okasbiBaeT npsamoe Bo3peucteue Ha [1HK); 6) ynbrpacdmnonetoBbie
riyym; B) Temneparypa (neperpeBaHue).

XuMu4YyecKkue MymazeHbl. a) BbICOKOAKTUBHbIE BellecTsa; 6)
cBoOOAHbIe paauKarbl; B) UUTOCTAaTUKU U Ap.

Bce xumnyeckme myrtareHbl 4OMKHbI JIErKO NPOHUKATb B KJIETKY U
aocTuraTb Aapa.

buonoazuyeckue chakmophbi. O6bIYHO 3TO BUPYCHI: a) BUPYC
HenocpeacTBeHHO npoHukaeT B A]HK; 0) B pe3synbraTte
XU3He[eATerIbHOCTU BMPYCOB 0Opa3yroTcA NPoAyKTbl pacnaga,
KOTOpble ABMIATCA MyTareHHbIMM.

K aHOoreHHbIM OTHOCATCS:

OHOOreHHble XMMNYeckme MyTareHbl o6pasyroTcs Ha NyTAX
obMeHa BelLLleCcTB B OpraHnsmMe — rnepekucb Bogopoaa u
nUNUgHbIe NepeKkncu, a Takke cBob6oaHbIe KUCNOPOAHbIe
pagukanbi.



Knaccudpukauma mytauun:

 MyTauum no xapakrepy nposiBrieHus - ObIBaloT
OOMMWHAHTHLIMU U peLecCUBHbIMU. BONbLLUMHCTBO N3 HUX
peuecCcuBHbIE U He NPOABIAIOTCA B reTePO3UTroOTHbIX
opraHuamax. Kak npasuno, mytauum BpeaHbl, 6o
HapyLarT YeTKO coOaraHCUPOBaHHYIK CUCTEMY
OMOXMMUNYECKUX NpeBpaLLEHNMN.

e [JOMMHaHTHbIEe MyTaunn NPOABNAAIOTCA cpa3y B rOMO- U
reTepo3uUroTHbIX opraHnamax. Mytauum 4acTto CHUXaroT
XXU3HECTOUKOCTb UM NNOOOBUTOCTbD.

 MyTauumn, KoTopbie pe3Ko BIUAIOT Ha XKN3HECNOCOOHOCTb
N YaCTUYHO MUNM NOJTHOCTbLIO OCTAaHABNIMBAKOT pa3BuUTUe,
Ha3bIBAlOTCA NonyneTanbHbIMU, 3 HECOBMECTUMbIE C
XXU3HbIO - IeTallbHbIMMU.




Mymauuu no Mecmy 603HUKHOBCHUHI.

MyTauuun, BoO3HUKaloLWMe B COMaTUYECKMX TKaHAX, NOSYyYUnu
Ha3BaHWe comaTnyeckux mytauuin. ComaTuyeckue KneTku
COCTaBnAKOT NONynsALuUI0, oopasoBaHHYO Npu Gecrnosiom
pa3sMHOXeHUU (aeneHnmn) KneTok.

ComaTuyeckme MyTauum obycrnaBnmBaroT reHOTUNMYECKoe
pa3HooOpa3une TKaHeMr, 4acTo He NnepenaroTcsi NO HACNEeACTBY U
OorpaHNYeHHble TeM MHANBUAYYMOM, B KOTOPOrO OHU BO3HUKIIM.

ComaTtunyeckue MyTauun BO3SHUKAKOT B ANNINOUNAHDLIX KJ1eTKaX,
NMNO3TOMY NPOABINAKOTCA TOJIBKO NP AOMUHAHTHbLIX reHax Uriun rnpu
peuecCnMBHbIX, HO B TOMO3UITOTHOM COCTOAHUMN.

Yem paHblle B 9MOpUoreHese Yesniopeka BO3HUKIIA MyTaLUs, TEM
0ONbLUMA YVH4ACTOK COMAaTUYECKUX KITETOK OTKITIOHAETCSA OT HOPMbI.

U HaO6OQOTI YyeM Nno3xe B npouecce pa3BuTnA opraHmn3m
UCNbITbIBAET MYTALIUOHHOE BO3OEeNCTBUE, TEM MEHbLUUN YYHACTOK
TKdHU, KOTOpasd o6|ga3yeTc;| n3 MyTauMOHHOVI KITeTKMW.

Cyumarom, Ymo criedcmeueM comMamu4yeckKkux Mymauuu
sesisiemcsi pakogoe rnepepoxxoeHue.




MyTauun, Bo3HUKaIoLWMe B rameTax Uim B KJleTKaxX, C KOTOPbIX
OHN 00pa3yroTCH, NONYYUNN Ha3BaHNe reHepaTUBHbIX UMK
TepMUHarNbHbIX MyTaLUn.

Yem paHblUue B NOMOBbIX KfNeTKax BO3HMKaeT MyTauus, Tem
Oonblie 6yaeT AonA NOsfIOBbIX KIETOK, KOTOpble OyAyT HeCTU
HOBYIO MyTauuio. BepxHuu npenen 40U KNETOK, KOTOpble OyayT
coaepxaTb MHAYLUUPOBAHHYIO IV CMOHTAHHYIO MyTauUMIo,
coctaBnsieT 50 NPoOLEHTOB.

CyuwecTByeT MHEeHMe, YTO Hanbonbluee KofiM4ecTBo MyTauuu B
NMOJIOBbIX KrieTKax BO3HUKaeT B oBouunTax. NNockonbKy
cnepmMaToroHum noaBepraroTcA NOCTOAHHOMY AeneHulo, To cpeau
HUX MOXeT MPoOMUCXOoAUTb OTOOP NPOTUB MyTaLuUN,
obycnasnuBarowWmux BpeaHbin ach¢ekT, u YyacTtota MyTauumn
CHUXaeTcAa A0 nepuoaa NnosioBOU 3periocTu.

[eHepaTUBHbLIe MyTaLX NPU NONOBOM Pa3MHOXEeHUU
nepeaaroTca crieAyoWMM NoKoneHUsaM. [JoMMHaHTHbIe MyTaLuK
NOSAABNAIOTCA YXXe B NepBOM NOKONEHUN, a peLleCCUBHbIe - TONbKO
BO BTOPOM U NOCNeAyloLuxX NoKoNeHusiX, ¢ nepexoaom B
roMO3UroTHOe COCTOSIHMe.



Mymauyuu no xapakmepy U3MeHeHUs
HacsieOcmeeHHO20 Mamepuania:

1. A3meHeHUsA, 06ycnoBneHHbIe 3aMeHON OQHOro USTU HECKONbKUX
HYKNeoTUAOoB B nNpeagerniax oagHoOro reHa, Ha3biBarOT FreHHbIMU UNKU
To4YeYHbIMM MyTaumsasmm. OHM obycnoBNMBaOT USMEHEHUSA KakK B
CTpOeHUn 6enKkoB, TaKk U (pyHKLUMOHarNIbHOU aKTUBHOCTH
MOJIEKYIbl.

2. I3aMeHeHUs CTPYKTYPbl XpOMOCOM Ha3bIBakOT XPOMOCOMHbLIMU
MyTaumamMum unm abeppaumamu. Takme mytaumm MmoryT
BO3HMKHYTb B pe3yrnbraTte NoTepu 4acTtu XpoMoCcoMbl (aeneuus),
yABOEHUE 4YacTU XPOMOCOMbI (aynnukauum), oTpbiBa U NOBOPOTA
yacTtu xpomocombl Ha 180° (MHBepcusA).

 Ecnu usmeHeHue 3ampaaueaem XU3HEHHO 8a)KHbIe y4acmkKu
2eHa, mo makasi Mymauyus npueedem Kk cmepmu. Tak, nomepsi
He60/bW 020 y4acmka 21-U XxpoMOCOMbI y 4esioeeKka ebi3bieaem
msixesioe 3abosiegaHue KposuU - ocmpablit J1elKO3.

e B omdesibHbIX clly4asiX OmopeaHHbIl y4acmoK XPOMOCOMbI
MOXKem npucoefuUHUMbCS K HE20MOJ1I02UYHOU XPOMOCOME
(mpaHcokayusi), Ymo rpueedem K HoO8oU KOMbUHauuu 2eHoe u

U3MeHeHUs1 ux e3aumooelicmeaeus.



3. U3aMeHeHunsa KapnoTuna, KpaTHble UM HeKpaTHble
ransiongHoMy YUCNy XPOMOCOM Ha3bIBaloOT
reHOMHbIMU MyTaLUAMM.

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).

 Hanuume nNUWHUX XPOMOCOM UNu yaaneHne ogHoun
I HEeCKONbKNX XPOMOCOM NMPUBOAOMUT K
rereponsiouauu Unu aHeynnongum.

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.

e XapakTepHasi YepTa XpOMOCOMHOro gucbanaHca -
MHO)eCcImeeHHOCMb MOPOKOE8 pa3eumusi
pa3auYHbIX Op2aHo8 U cucmem.

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



[eHHble UNu ToYeYHble MyTauuu y YesioBeKa Bbi3biBaKOT
reHHble OOne3Hwu.

MyTauum y4acTkoB, YTO TPaHCKPMOUpyTCA (KoTopble
onpenensaroT aMMHOKUCIIOTHYIO NocneaoBaTesribHOCTL B
MoJieKyne 0enka, YTO CUHTe3UpyeTcs), NPUBOAAT K CUHTE3Y
aHOMarnbLHOro NpoAykKra u MOryT NPUBECTU K YMEHbLUEHUIO
CKOpPOCTU CUHTE3a DOerka.

®eHOTUMNHO reHHble MyTauuu NPOoSIBNSIIOTCA Ha
MOJEKYNAAPHOM, KNleTOYHOM, TKAHEBOM U OpPraHHOM
YPOBHSIX. YUCNO reHHbIX 60ne3Hen cocTaBnsieT OKOso
3500-4500.

BONbLLWWHCTBO reHoB yCTOﬁqMBbI K MyTauusam, HO
oTAeJibHble N’eHbl noaABepraroTcA MmytTaumnAam AOBOJIbLHO
4acCTo.



I eHHBIC MyTanUH

0 Oeneuunn — ytparta cermeHta AHK pa3mepom ot ogHoro
HyKrneoTtunaa oo reHa.

0 Oynnukauumm — yaBoeHue Ui noBTOpPHOe
ayonupoBaHue cermeHTa AHK.

0 UHBepcumn — noBopot Ha 180 cermeHTa OHK %

0 UHcepuumn — BcTaBka chparmeHToB HK. ‘.\ ..‘

0 TpaHcBepcuu — 3aMeHa NypUHOBOro OCHOBaHUA
(apeHuH, ryaHnH) Ha nupuMmuagunHoBoe (ypauun,
LUTO3UH, TUMUH) NN HAOOOPOT B OAHOM U3 KOAOHOB.

0 TpaH3MUuKU — 3aMmeHa 0gHOro NypuHOBOro OCHOBaHUS
Ha gpyroe nypMHoBoe unn ogHoro nMpUuMUAUHOBOIO
Ha gpyroe nMpuMUaAUHOBOE.



IlposiBjicHHEe T€HHBIX MYTAIMHU

HeutpanbHaa myTtaumsa He uMeeT PEeHOTUNMNYECKOro
Bblpa)XeHusl.

MucceHc-myTauusa — 3aMmeHa Hykneotuga B
KOoAUpPYHLLEeN 4YacTu reHa, npuBoasLlas K 3aMmeHe
aMMHOKUCNOTbI B nonunenTtuae.

HoHceHCc-MyTauua — 3aMeHa HyKneotuga B
KoaupyroLien 4Yactu reHa, npmBoasiias K obpasoBaHus
KogoHa-TepMMHaTOpa U NpekKpalwleHno TpaHCcnAaAunn.
PerynaTopHaa myTtauusa — mytauma B 5’ unm 3’-
HeTpaHCINIUpyeMbiX obracTsax reHa, HapyLuarLlias ero

JKCrnpecculo.
JKCNaHCUA TPUHYKIIEOTUAHbIX MOBTOPOB. g
‘.‘ a‘



HacaeacrBeHHbIE
U

BPOXKACHHbIE (pOPMBI
ATOJIOT MU



HacneacrtBeHHbIe

doopMbI naTonorumn

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

Popmbl naTonorum (npumepbl)

deHoKONMUU —
BpOXOEHHbIe hopMbl
naTonorum, KonupytoLiume
HacrneacTBeHHbIe
oone3Hu

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

MpuunHbI pa3BuTus

BpoxaéeHHble
dopMbI naTonorum

MaToreHeTU4eckas
OCHOBa — HapyLlleHuUsA
aMbpuoreHesa
reHeTU4YeCKu
HOpMarsribHOro opraHM3ma,
Bbi3blBaeMble
TepaToreHHbIMU
cdakTopamu, a TaKkxe
3aboneBaHus,
nepeaaroLmecs
TpaHcnnaueHTapHbIM
nyTemM

deHoKONUU Tun HacneaoBaHUSA
KatapakTa lpunn, kpacHyxa, AyTOCOMHO-AOMMWHAHTHbIN
QHAOOKPUHOMNATUU

BokoBou amnotpocunyeckumn
cknepo3s (bonesHb LWapko)

Mapronnusm
(xonppoocTeoaucTpocpus)
Mykononucaxapmnaosbl

Cudounuc, nonnommenmur,
aBuTamuHo3bl B, E

AnkKoronuim

AyTOCOMHO-AOMUHAHTHbLIN

PeueccuBHbIN, cuensieHHbIN ¢ X-
XpoOMoOcomMou



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
OcobeHHOCTU HacneaoBaHUA:
OOWH U3 poauTernien nauyueHTa, Kak npaBusno, 0oreH;

BbIpaXXeHHOCTb U KOFIM4YeCTBO NPOSABIIeHNN 3aBUCAT OT
aencTena pakTopoB cpenbl;

yacToTa NaTonornm y siulg My>CKoro " >XeHCKoro nona
OOVHAKOBa;

B KaXX4OM MNMOKOJFIeHUN UMEeKOTCA OorNnbHbIe (8epmuKasibHbIU
XapaKkTep HacneaoBaHUSA);

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

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

Mpumepsi:
CUHAAKTUITUNA; POAOCHOBHaﬂ ceMmbu C CMH,anTMnMeﬁ

|  ami]
MRl 4 B g
1 2 3 4 5 867 FO
M ° 6 ¢
xopes XaHTUHITOHA; 5 [j
NOJSIUNO3 TONICTON KULLKMWU;

ceMeunHasi runepxosieCTepuHeMus;
HenpodubpomaTos;
cuHgpom Mapdana (Marfan-syndrom)

13

remornoomHos M;




Tunsl Hac/IeI0BaAHUSA
< AyTOCOMHO-AOMMHAHTHbLIN TUN HacnegoBaHUA

1 CuHgpom MapdaHa — oauH U3 Hanodornee 4YacTbIX
(1:25000) cuHpgpomoB AnsrncToreHesa COeAUHUTENBHOM _
TKaHu, o0ycrnoBneHHbIU MyTauuen reHa oudpunnmnHa
(0AWH N3 BaXXHEULWLIUX CTPYKTYPHbLIX MPOTEMHOB
BHEKINeTo4YHoro matpukca) B nokyce 15g21.3, uto
NpPUBOAUT K 3aMeHe B bernke chmbpunnuHa nponnHa Ha
APrUHUH.

] Pe3ynbTaTt — NOBbILWWIEeHMEe CUHTEe3a KonnareHa 3 tuna u
YMeHbLUeHUue coaepxaHua konnareHa 1 tuna.

] KnIMHUKa: BbICOKUN POCT, aCTEHUYECKOe TeNOCIOXeHue, |
apaxHoAakTunusa, KWpoCKornuno3s, aunartauus KOpHs T
aopTbl, paccnavBarLlasa aHeBpnU3mMa aopThbl, |
upungoaeHes (gpoXxaHue Xxpyctanuka Bcrneacrasue
crnabocTn LMHHOBOM CBSAI3KW), NOABbLIBUX XpycCTarimka,
OTCNOMKA CeTYaTKM!.
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cuHgpome MapdaHa
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PoaocnoBHasa cembu ¢ cuHapomomMm MapdhaHa

I . I




¢ AyTOCOMHO-AOMUHAHTHbLIN TUN
HacnenoBaHUA ||y
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e CuHppom Anepca-faHnoca —
reTeporeHHas rpynna
HacneACTBEHHbIX
konnareHonaTtuu (1:5000) c
rmnepmMoounnbLHOCTbLIO
CyCTaBOB,
rMneppacTAXXKUMOCTbH KOXMU,
XPYNKOCTbI TKaHEeW |



% AYTOCOMHO-A4OMMHAHTHbLIN TUN
HacrneaoBaHUS

e OcTeoncaTtupos (HecoBepLUEHHbIU
oCTeoreHes) - HacrneacTBeHHOe
cUcTemMmHoe 3aborneBaHue cKernera,
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-peLeCcCUBHbLIU TUMN HacreaoBaHUA

- - - - -

OcobeHHOCTU HacneooBaHUA:
poauTenun 60NbLHOro, Kak npaBuso, 300poBbLI;

3aboneBaHMe MOXeT OOHapyXMBaTbCH Yy APYrux poacTBEeHHUKOB
(y ABOOPOAHbLIX UNU TPOKPOAHbIX OpaTbeB/cecTep);

oAHOOOpa3Hble NposiBrieHNs 60rie3HN B CBA3U C BbICOKOU
NeHeTPaHTHOCTLIO;

CUMNTOMbI 60f1€3HN OOLIYHO BbISIBNSAIOTCA YXe B AeTCKOM
BO3pacTe;

4aCTOTa NaToJ1IorMm y Jimlf MyXXCKoro " xXxeHCKoro noria paBHasi,

B pOAOCIIOBHOM NaTOSIOrMA BbIABIAETCA 10 20pU30OHMarsu,
4acTo y cMOCOB;

3aboneBaHune OTCYTCTBYeT y €ANHOKPOBHLIX (A€TW OA4HOro oTua
OT pa3HbIX MaTepen) N eAMHOYTPOOHLIX (AeTH OgHOWU MaTepu OT
pa3HbIX OTLUOB) OpaTbeB U cecTep;

0 nosBneHue naTonoruuv 6onee BepoATHO Npu
ONU3KOpPOoACTBEHHbLIX OpaKax
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Po.qocn03Ha;| C ayTOCOMHO-peLeCCUBHbIM TUNOM HacrieaoBaHUsA 60Ne3Hn
(cunpgpom Tesi-Cakca - GM2-raHrnuo3ngos)



Tunsl HAC/IeJ0OBAHUS
< AyTOCOMHO-peLeCCUBHbLIN TUMN HacneaoBaHUA
[Mpumepsl:
deHnNnKeTOHYpPUA,
ranakto3eMus;
MYKOBUCLMNAOO3;
KOXHO-TNMa3HOU anbOVHU3M;
aApeHoreHuTanbHbIN CUHAPOM;
MUKoOreHo3bil;
rmnepnunonpoTreMHeMuun.
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Tunsl HACIEeI0BAHUS

< CuenneHHoe ¢ xpomocomou X ,OMUHAHTHOE
HacnenoBaHue

OcobeHHOCTM HacneaoBaHUA:
nopaxeHue Nnu1u My>XCKOro M XXeHCKOro nona;
y MY>X4YMH Oonee TAXEnoe Te4eHMe 3aboneBaHus;

nepeaava 60sfibHbIM MY>X4YMHOM NATOSIOrMYECKOro
annens ToNbKO A404YepPsAM, HO He CbIHOBbSIM;

CUMNTOMbI O0ONe3Hn OObIYHO BbISBAAKOTCA YXKe B
AEeTCKOM BO3pacTe,

nepenava 60s5ibHOM XeHLWWUHOWU 3adboneBaHnA " —< )
CbIHOBbSIM, U AOYEePSAM C PaBHOW BEPOATHOCTbIO | MedicalPlanet su 1 )

1eduu o
NMpumepsi: ﬁ
BUTaMUH D-pe3nCTeHTHbIN paxuT; I i i
6one3nb WWapko-Mapu-TyTa (ceHcoMOTOpHbIe i‘|Ol ﬁm
-
BERE 1 0

HeBponatuu Tnos | n Il. 3aboneBaHue

XapakTepusylouiasica cnaboctblo M atpodment Tl
AVUCTarIbHOM rpynnbl MbILWL HUXKHUX KOHEYHOCTEeMU;
4acTo co4yeTaeTcs C Apyrumum
HeupoaereHepaTMBHbLIMU 3a00NeBaHUAMMN)
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Tunesl Hacjie10BaHUA

< CuenneHHoe ¢ xpomocomoun X
peueccMBHOe HacriegoBaHUue

Oco6eHHOCTM HacneaoBaHUs: | (0 0

OonbHbIEe POXAarTCcA B Opake

dheHOTUNNYECKM 300POBLIX poaUTENEMN; __é ‘ 6 E}

3aboneBaHue HabnropgaeTcs ||D__
UCKIIOYUTENBbHO Y JIUL MYXXCKOro nona; r
MaTepu OOJNbHbIX — OONUraTHbIe | |
HOCUTESIbHULbI NAaTONOMNM4YeCKOro reHa; A[IJ E] |
CbIH HUKOrAa He HacrnenyetT 3aboneBaHne If l .
OT OTLa; [ [

y HOCUMTEeNnbHULUblI MYTAaHTHOIO reHa

BEPOATHOCTb POXAeHNA OONbHOro -
pe6éHka 25% (50% poamBLUMXCS = 3 =
Maanm(o!a - ObonbHbIe). (@a-.‘__///,/ ; s
NMpumepbl: e’
remochunus A;

AaNbTOHU3M;

MbilleyHaa auctpodpua OdroweHHa-
bekkepa.




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,

dopma Ipba — Pora

Jlnyo mmnonara («nUUoO chPUHKca)

ATtpodumsa n napes mbiwiy nuua npym mmonaTtuun
obycnoBnuBalT cBOeoOOpa3Hoe BblpaXkeHue
nvua: oOHO Mackoobpa3sHoe, ManonoaBUXHoOe,
MMMMUKa BANana, OTCYTCTBYIOT CKIaaKu na noy —
«MONMPOBAHHbLIU NOO» U T.4.



Tunsl Hac/Jie0BaHUA

< lonaHapuyeckuu, nnu cuensieHHbIN ¢ XpOMOCOMOMN Y,

o g

-

TUN HacnegoBaHUA
Oco0eHHOCTU HacneagoBaHUA:
nepepnada rnpuM3Haka oT oTua BCEM CbIHOBbSIM;
eepmuKasibHbIlU XapaKTep Hacrea4oBaHUA NPU3HaKa;

BEpPOATHOCTb HacregoBaHUA ONA NIML MY)XXCKOro nona
100%. : -
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MNnrosAHO

rTMNepTPUXO3 yLWHbIX PAKOBWH,;

N30bITOYHbLIN POCT BOJIOC Ha cpeaHux chanaHrax
nanbLueB KUCTEMN.



MeToabl TMATHOCTUKY U aHAJHU3A
HACJICACTBEHHBIX (DOPM NMATOJIOIHH

0 KnMHuko-cMHOApPOMONOru4eckum MmeToz no3BosisieT BbIABNATh
Mopdonornyeckue, oMoxmmmyeckue U PyHKLUMOHanNbHbIe
NPU3HaKU HacrneacTBeHHbIX POPM NaTONOruun.

0 KnuHuko-reHearnornyeckum metopn BbisiBNSAeT
naTonornyeckue npu3Hakum n npocnexmBaet 0COOEHHOCTU UX
nepena4vn B NOKOJIEHUSX NMPU COCTaBNEeHUN POAOCITIOBHOM.

CocTtaBrneHune poaoCnoBHOU BKIOYaeT coop cBegeHUn o
ceMbe KOHCYINbTUpYyLwerocs nnm npodaHaa.

BnusHeuoBbIM MeTOA OasupyeTcA Ha CPAaBHUTESILHOM
aHanuse 4YacToTbl onpeaeneHHoOro npm3Haka B pa3HbiX
rpynnax 6nm3HeuUos.

0 LinToreHeTn4yeckas AMarHOCTMKa OCHOBaHa Ha
MUKPOCKOMNYECKOM U3YyYEeHUN XPOMOCOM C UeSibio
BbIABJIEHUSA CTPYKTYPHbIX HAPYLUEHUN B XPOMOCOMHOM
Habope (KapuoTunupoBaHue).



[TpHUUNbLI NeYeHUN

* 1. CumnTomaTnyeckue: nekapCcTBeHHbIlE,
XUpyprudeckoe ygareHume nopaxeHHbIX OpraHoB,
KOppeKuusi NOpOKOB cepaua v Ap., € NOMOLWbIO
dnsnyecknx metoaos (npu HacneacTBeHHbIX
3aboneBaHNAX HEPBHOU CUCTEMbI — 3fIeKTpoOTepanus,
KnnmartoTepanus).

* 2. lNaToreHeTu4yeckme — Koppekuus obmeHa
(Ha3Ha4yeHMe gueTbl; BO3MeLeHue HegocTaloLwero
npoaykKra; ocBoboXxaeHue OoT NPOoAYKTOB OOMeHa,
ABNAIOWMXCA cybcTpaTamMm NaTtonormyecKkou peakummn).

e 3. ATUONOrnYeckue — 3TO KakK nepcrneKkTuBa npwu
peanu3aumun 4OCTUXKEHUN reHHOU NHXeHepuM.



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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