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Llenb: 03HAKOMUTb CO CTPYKTYPOU UCTOYHUKA FrEHETUYECKOW
MHpopMauum - IHK, B3aMMOCBA3bIO CTPYKTYPbl U PYHKUUN B
OpraHmamMe, NO3HAaKOMUTb C HApPYLWEHNAMU CTPYKTYpbl HK, nx
CBA3blO C reHeTn4yecknMmmn 3abosieBaHnUsAMMN,

O CopapeprxaHue

- HyknenHoBble KUCNOTbl, MX KOMMNOHEHTHLI (2a30TUCTble OCHOBaHUA,
HYKN1e0o3nabl, HyKN1eoTuabl).

-  HapyweHuna obmeHa HK, runepypunkemmnsa, noaarpa.

- [lpepcTtasneHne o MaTpudHoM b6mnocuHTese. Cucrtema penapaumnm HK.
- l[eHeTnyeckune 3aboneBaHus

JintepaTtypa (NOJZIHbIX CNUCOK B pabouen nporpamMmme — camT
Kacbenpbly

BunoopraHnyeckas XmmMmumsa : Y4ebHUK ANA CTYAEHTOB MeANLIMHCKUNX
By30B / H. A. TrokaBkuHa, 0. U. baykos, C. 3. 3ypabsaH. - M. :
NOTAP-Meaua, 2010. - 416 c.

Buonormnyeckass XxmuMus c ynpaxxHeHnssMn n 3agadvyamu : ydyebHuk / pen. C.E.
CeBepuH.- M.: TEOTAP-Meauna, 2013.- 624 c.
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http://www.ngmu.ru/library/card/18168

AKTYanbHOCTb

3HaHUEe CTPYKTYpPbl HYKI1E€0TUA0B N HYKJIEUHOBbIX
KMCNOT, X BUosorm4yeckom posim BaxkKHo AN
MOHMMAHUA Pa3BUTUA U XN3HEeOEeATESIbHOCTU LEeSioro
opraHuaMma. HapyuweHune cTtpykTypbl HK, nx
6buocnHTE3a — OCHOBA MHOIMMX MaTosiormn. IameHeHus
cTpyKTYypbl JIHK BeAyT K reHeTu4ecKum
3aboneBaHnaM.
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HyknenHoBbl€ KUCNOThI

O HykneunmHoBble KMCNOTbI (OT naT. nucleus —
aapo) — buononmmepbl (MOMMHYKAEOTUAbI),
o6pa3oBaHHble MOHOMEpPAMU - HYKIEOTUAAMMU.

O HykneunHosBble knucnotbl AAHK n PHK npucyTcTBYOT B
K/NIeTKax BCeX BbICLUNX OPraHU3MOB U BbINOJIHAOT
BaXkHenwmne PyHKLUMNN Mo XpPaHEHUIO, Nepeaaye n
peann3aunm HacneacTBeHHOW MHMOpMaLnM.

A.6.H. TmmayTanHosa O.U. 24.03.2021



A30TUCTbIE OCHOBaHMUA.

NMupuMmuauH
4
5 X .
‘ O lNMpou3BoaHble NTUPUMUAMHA
) 5 O Hawnbonee BaXHbl rMAPOKCU- U
2 N dMNHOMPON3BOAHbIE MNPUMUNONHA.

2,4-onrnapokcmnnpumMnavH (ypauun),
2,4-aMrnapokcm-5-metunnmpmMmmnamH (TUMHUH),

2-rngpokcun-4-ammHonmpmmMnanH (LLUTO3UH)
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NMpon3soaHbIE NUPUMUAUHA.

JIaKTUM — nNnakKTaMHas TayTOMEPUA
BEPXHUW PAA — NAKTUMbl, HWXKHUW - NaKTaMbl
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Ypauua TUMUH Muro3un
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NMpounsBoaHbIe NYPUHA

O OH
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AL A, = AL

</ J NN ONH, NN N
H

H
ryaHmH (2-aMMHO-6-rMapoKCcuUnypuiH)
"' I (G)
afeHuH (6-aMnHONYpUH) CneBa — slakTaM, CpaBa — NakTuUM. B
A (A) HK npucyTCTBYIOT TOMIbKO SlaKTaMbl

NMouyeMy afe€HUH He
cnocobeH kK Taytomepun?
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Buoponb NUPUMHUAUHOB W
NYpPUHOB

O [TupumuanHbl (ypauun, TAMUH U LUTO3UH) U MyPUHbI
(aAEeHWH, r'YaHWH) BXOASAT B COCTaB HYK/1EMHOBbIX
KWUCNOT.

O PHK: ypauun, umMto3nH, aa€HUH U r'yaHuH
O AHK: TMMWH, UNTO3UH, aAE€HUH U T'YaHWUH
O dsndatoTca npoayktamm metabonnsma HK.
O BXxoadaT B coCTaB KOPEPMEHTOB-HYK/N1eoTnaAoB (aaeHNH)

O NMpUMMANHOBBLIN LUUKJT BXOAUT B COCTaB MOJIEKY /bl
TMamuHa (BUTamunH B, ).

O [NypMHOBbLIN UMK/ BXOAUT B COCTAaB MHOMMX
bnonornyeckn akKTUBHbIX COeAUHEHUN: KODENH,
moyeBasi k-1a, bapbutypoBas K-Ta u ap.
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Ponb BuTaMuHa B,

ButammuH B1 copepXuUTcs B APOXXaX, ceMeHax X/1ebHbIX
3/1aK0B, B coe, paconun, ropoxe. N3 npoayKToB
XXUBOTHOIO MPOUCXOXAEHUA - B NeYeHU, NoYKax,
MO3re.

[lpyn HegocTaTke BUTaMUHa B; pa3BuUBalOTCH
cneumdunyeckme CUMMNTOMbl HapyLleHUs AesaTelbHOCTU
HEepPBHOW N cepaeYvyHO - COCYAUCTON CUCTEM.

[loTpebHOCTb B BUTaMuUHe B, cBA3aHa C TeM, YTO OH -
KopepMeHT Kokapbokcunasbl, YH4aCcTHUK Y/B U
SHeproobmMeHa (aekapbokcunampoBaHue a-KeToKUCIoT,
cuHTEe3 aueTun-KoA, cMm. gasiee).
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O6pa3oBaHue HYKNeo3uaoBs:
cXeMa peakuum

B opraHn3aMe CMHTE3 HYK/1€03MA0B, HYK/1E€0TUAO0B
NPONCXOANT MHOIOCTYMNEHYaTO C Y4AaCTUEM MHOIMX NH;
depmeHTOB 1 cybcTpaToB* (cnred. cnavng)

- /& “H,0

N
K N-mmmko3u.
L _I__I d
HMuruaun CBSI3b

p-D-puoo3a HUTO3UH
a30THCTOE OCHOBAHME

Hanuiuure o0pa3zoBaHue HYKJIE€O03U/1A - YPUIAUHA
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Cyb6cTpaTtbl 6MocuHTesa
HYKNEO3UAO0B U HYKNeoTUAOB

docdopmnbosmnandochart

ATO

[nyTaMuUH

[ nuunH

AcnaparmHoBas KMUC/O0Ta
TeTparnapodonaTt u ap.

Onpepennte KNacc 3STUX COeANHEHUN:
aMWHOKWCIOTA, YrneBod, BUTaMUH, HYKJ1IeoTua,

0O 000O00O
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O6pa3zoBaHue HYKNeo3uaoBs:
Ae3o0KcmMpuboryaHosmH
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B-D-ne3oxkcupudosa ryaHHH

a30THCTOE OCHOBaHME
Hanumure o0pa3oBaHne HYKJI€03MIa - TAMHU/IMHA
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Hykneotuabl - docdarbl
HYKNeo3nAaoB

B opraHname dpochopmnnmnpoBaHme ocyLLEeCTBNAOT dEPMEHTbI —
KMHa3bl

docdaTel HyKIICO3UI0B

O
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5'-untnanHMmoHodocdar 5'-pesokcuryaHo3nHMoHodocdaT
5 -IIM®D 5-1I'M®

Ha 5 -koHeL pn603bl nam aesokcnpmnbo3bl NnpucoeanHAETCa 2 Uan
yauwe 3 pocdara.
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ne1s HOpManbHbIM KaTabonusm

(pacnap)
HYK/1€EOTUAOB U €ro HapyuweHue

uro _ uge __UMO _sumtmaMH __s UMTO3WUH

v

YTo 5 Y40 _YMO 5 ypuanH _— ypauun
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AUTNApOYypaLu

I
CH?IRT_H
|
CHan~ SO
B-ananuH + NH; +CO, <— H,NCNHCH,CH,CO0 — B
Il

O

npomn3BogHoe MO4Ye€BMUHDbI

yKa)KMIe d30TUCTbi€ OCHOBaHUA, HyKJ1eo3nAabl U HYKJ1eoTUAbl Ha
Ka>aoun Ctagumnm.
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O Kata6onmamMm HK m nx KoOMNnoHeHTOB
NPONCXOANUT MHOIOCTYMEHYATO C
YYaCTUEM MHOIMMMX (pepMeHTOB.

O[l1pn HapyweHun Katabosimama
(HeAoOCTaTOYHOCTb PEepPMEHTOB)
BO3HWUKAIOT natosiormyeckume
namMeHeHusa (cMm. gasee).
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TunoxcanTvH KcantwH Mouesas kmucnora




ne1s KaTabonusm HykneoTruaos

KCaHTUMH U TMMOKCAHTUH - NMPOAYKTbl OKUC/IEHUS MYPUHOB
(apeHMHa ¥ ryaHuUHa), NPOMEeXYyToYHble NMPOAYKThI
pacLlenieHns HyYKNenHoOBbIX KUC/IOT A0 MOYEeBOW KMUCJIOThI.
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MoueBaa KMcnora

2,6,8-TprmapokKcMnypvH
[loKkazaHa NnakTaM-JlakKTUMHasa TayToMepus
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MoueBas KMCNnora.

HAPYLUEHUA OBMEHA NYPUHOBbIX
HYKNEOTUAOB

[MpoayKT MeTabonnsma NypuHOBbLIX COEANHEHNM — MOYEBAsA K-
Ta, ManopacrteBopuMa, Bblaensercsa ¢ mo4yom B HopMe ot 0.4 oo
0.6 I B CYyTKM!.

[lpeBbilleHne HOPMbI B Njla3Me KpOBU KOHLEHTpaLunmn
MOYEBOW KUCMIOThbl - rMnepypukeMmus. Bcrieacreune
rMNepypuKkeMnmn MOXeT pasBuUTbCA nmogarpa - 3abonesaHue,
NpN KOTOPOM KpUCTas/ibl MOYEBOW KMNCIOTbl U ee coneun
(ypaToB) OTKNaAbIBAOTCA B CYCTaBHbIX XpALLAX, MOAKOXHOMU
KfieTyaTke ¢ o6pa3oBaHMeEM nogarpnyeckmnx ysnos. K
XapaKTePHbIM NMpu3HakaM nogarpbl OTHOCAT MOBTOPAtOLLMECS
NPUCTYMNbl OCTPOro BOoCnasieHnsa CyctaBoB (4alle BCero
MeNIKnx) - OCTPOro nogarpuyeckKoro apTpura.
3abonieBaHMeE MOXET NMPorpeccmpoBaTb B XPOHNYECKNIA
nogarpuyeckum apTpur.
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NMonuHykneoTuAabl.
Crpoenue AAHK
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KoMmnnaeMeHTapHOCTb

OTO B3aMMHOE COOTBETCTBME MoJieKys 6MonomMmepoB
(HK), obecne4yunBatoulee ob6pasoBaHmne CBA3eN Mexay
NMPOCTPAHCTBEHHO B3aMMOAOMNOJIHAIOWMMH
(KOMNeMeHTapHbIMKW) PparMeHTaMm MONEKY/I.

KOMMN/IEMEHTAPHOCTb COCTAaBMSAET XMMUYECKYHO OCHOBY

BaXkXHenwunx pyHkumn AHK — xpaHeHnsa n nepenaym
HacneacTBEHHOM MHOpMaLUnN.
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KoMnneMeHTapHblie Napbl OCHOBaHUM:
A-T' r-c

BOJIOPOJIHBIC CBSI3H




NMonnHykneoTuabl.
Crpoenue [IHK. [iBonHaa cnupanb

BTOpn4yHasa CTPYKTypa:

BogopoaHble CBA3U Mexay
a30TUCTbIMWN OCHOBAHNAMMU

ol |

A30THCTBIE OCHOBAHHA
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OAsonHana cnupanb AHK

KOMNbOTEPHaA MOoAeNnb

A.6.H. N'mmayTamHoBa O.U. 24.03.2021



TpeTuuHana cTpykrtypa [1HK

O nnHa AHK yenoBeka =1,/74 M

O /1BonHaa cnnpanb AHK noasepraercs
cynepcnupanusauumn n, B pesynbTaTe,
KOMNakKTun3auum c yyactmem 6enkoB — rmCToOHOB,
obpa3yss XpoMaTUH.

O Kakaasa asonHasa Monekyna AHK ynakoBaHa B
OTAE/IbHYHO XPOMOCOMY.

O B aunnounaHon kKneTke yenoBeka 46 XpoOMOCOM.

A.6.H. TmmayTanHosa O.U. 24.03.2021



XpoMaTUH «B pa3pe3e»:
OAHK U rMCTOHDI
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MaTpuuHbin 6uocuHTe3 PHK
n 6enka

PHK obpa3sytoTcs B xoae npouecca, Ha3blBaemMoro
TpaHCKpunumen, 1o ectb cuHTe3a PHK Ha matpuue OHK,
ocyuwecrtensgemoro ¢pepmeHtamm — PHK-nonvMmepasamm B aape
KneTkn, cybcTpatbl — TpudocdaTtbl puboHYKIE03NA0B.

Buabl PHK: MPHK, pPHK, TPHK 1 ap.

3aTteM maTpuyHbie PHK (MPHK) npnHMMaloT ydacTtue B npouecce,
Ha3blIBAEMOM TpPaHCAAUMEN. TpaHCNAUMa — 3TO cMHTE3 6enika Ha
maTpuue MPHK B ocobbix opraHennax KjeTtkm — pubocomax
(coctoaT n3 pPHK n pubocomHbix 6enKkoB).

CybctpaTtbl — ammHoauun-TPHK, T.e. TPHK npuHocaTt Ha pnbocomy
a/K. benkun aykapumnot coctoaT n3 20 a/K, AN KaXxaou eCTb CBOS
TPHK 1" HeckonbKo TpunaeTtoB Hykneotnaos (KoaoH) Ha MPHK. 310
N eCTb reHeTU4YeCKUMn Kopa.

KoaoH MPHK cBA3biBaeTca ¢ aHTUKogoHOM TPHK no npuHuuny
KOMMJIeMeHTapHoCTK. T.0., Kaxaaa crnegymouwas a/k B 6enke cTporo
COOTBETCTBYET nocneuosaTeanocm Hykneotunaos MPHK.
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MaTtpuuHbin 6MocuHTes MPHK u 6enka

PuGocoma

TONNA3IMA
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n3o MyTareHes

O MyTauuma — naMeHeHue.

O EcTtecTBEeHHbIN, NN CNOHTAHHbIN, MyTareHes nNpoucxoanT
BCeACTBME BO3AENCTBUS HA NrEHETUYECKUN MaTepuan XuBbIX
OpraHM3MoOB MyTareHHbIX akKTOPOB OKpPYyXatowWwen cpefbl, TaKUx
Kak ynbTpadpumoner, pagmauus, XuMnyYecKme MyTtareHbl.

O MyTareHHbIM gencremem obnagaroT MHOrMe XMMnUYyecKmne
coeanHeHusi. Hanbonbluyto MyTareHHYy akKTUBHOCTb MPOSABASIOT
alIKUInpyrLwme coeguHeHns, a Takxke HUTPO30CcoeanHEHNS,
HeKoTOopble aHTMOUoTUKK, obnagarowme NpPoTUBOONYXOSIEBOM
aKTUBHOCTbIO.

Cl-CH,-CH,-S-CH,-CH,-Cl - unpuT, ankKnnmpyoLwmmn peareHT,
obpasyeT nonepeyHbie cuwumBkn B JHK, 4yTO HapyluaeT geneHune
KNEeToK.
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Penapauua HK

O KoHe4yHO, B opraHm3aMe 3BOJIDLUMOHHO C/NOXKUNach
cucrema penapauvm AHK - 3awumTa oT BO34ENCTBUS
dakToOpOB OKpYyXatoLWen cpeasbl.

O [log npencremeM pasnnMYHbIX PepMeHTOB CUCTEMDbI
penapauum nponcxoant BOCCTaHOB/IEHME UCXOAHbIX
monekyn AHK, T.e. 3aMeHa XMMUYECKN N3MEHEHHbIX
HYK1€EOTUAOB UM LeSNiblX OTMTOHYKTIEOTUAHbIX
dparmeHTOoB AHK.

O Y10 HapywaeTtcs B cTpyktype AHK npn xmuMnuyeckom
MoaAndmMKaLumMm asoTUCTbIX OCHOBaAHUN?
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FleHeTHMuYECKMue 3aboneBaHmA.

NMpumMmepst
O Ecnun cnucrema penapauyunm He cnpaBasgeTcs C
MyTareHHbIM BO31ENCTBUEM OKpYXKatoLlen
cpeabl™, BO3HMKAOT reHeTu4yeckme miun
HacneacTBeHHble 3aboneBaHus.

O lNMpumMepsbl: nopgarpa, cuHApom [layHa (mwHasa 47-
asl XpoMOCOMa), HeEKOTopble BuAbl AnabeTa,
cuHapoM Jlewa-HuxaHa (cnemg. cnang)

O *Henb3s cunTaTb, UTO Ntob60e BO3AEeNCTBUE cpelbl
npuBoaAnUT K 6osie3Hn. Tak, BCe XXMBble OPraHn3Mbl
eCTb MPOAYKT He TOJIbKO 3BOJTIHOLNN, HO U
MyTauuun, T.e. MyTaumm 6bIBatoT NOJIE3HbIMMN,
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Katabonuam HyK1eoTUAOB.
PeyTunusauus nypuvHoB

o TREF ® e Cunopom "Tewa-Huxana -
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SaKnoueHue

Ha npuMmepe HK Bbl yBUAENM, HACKO/bKO
TOHKO CBf3aHbl XUMMWYecKast CTPYKTypa wu
dYHKUMN 3TUX COeANHEHUN B OpraHu3Me.
[lpeacTtaBneHune o) KOMMJ1IEMEHTAPHOCTWU
SBJIS€TCA OCHOBOMOJIaraloWmMM He TOJIbKO B
XxmumMmmn un bmoxmummmn  JHK, HO wu BO
B3aMMOAENCTBUAX ApP. KIACCOB COeAUHEHUN,
HanpuMep, B3aMMOAENCTBUE (MEPMEHTOB C
cybcTpaTtaMum B npouecce Katasamaa.
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