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JIEKITUA Ne 1. O0mas ncuxonaroiorus

1. Obwasa smuoaoeusa u namoezenes.
3Hnauenue peaKxmueHOCMuU OP2AHUIMA 6 NAMOA02UU

Imuosoeus — ydeHUEe O MPUUYMHAX U YCIOBUSIX BO3HUKHOBEHUS
U pa3BUTHUS 3a00€BaHU U TTATOJOTUYECKUX MTPOLIECCOB.

CoriacHO ITHAEKTUKO-MAaTePUATUCTUYECKUM TPEACTaABICHUSIM
MPUYUHOM JII000T0 3a001€BaHNMS SIBJISIETCS B3AUMOICCTBUE TPEX D1~
€MEHTOB: 3THOJIOTUIECKOTO (DaKTOpa, XKUBOTO OPTAaHU3Ma U YCIOBUIA
cpenbl, MPUBOAAIIEe K HAPYIIEHUIO CTPYKTYPHl U (DYHKIIMU XKUBOM
CHUCTEMBI.

Imuonoeuveckuii paxmop (OMP) — rnaBHbBINA, BeAyIIUN, BbI3bIBaIO-
Ui hakTop, 6€3 HATUYMSI KOTOPOro He ObLIO Obl 3a00JeBaHUs (Ha-
npumep, nanouka Koxa npu tydepkynese). DTHONOrMIECKUii (hakTop
ObIBaeT IMPOCTHIM (MEXaHWYeCKOe BO3AEHCTBHE) WJIM KOMILIEKCHBIM
(mopaxatoniue (hakTophl SIIEPHOTO B3pbIBA), JAEHCTBYIOIIMM JJINATEIb-
HO, B TeU€HHE BCcero 3abosieBaHUsT (MUKPOOBI, BUPYChI, TOKCUHBI), WJIN
TOJIBKO 3aITyCKAIOIIMM TIaTOJIOTUIECKUI Tporiece (TETUToBOi (hakTop
MIpY 0XOTe).

BaxxHO oTMeTUTD, uTO DM HE eCTh cama MpUUYMHa 00JIE3HU, a TOJIb-
KO OAWMH U3 2JIEMEHTOB TNPUUMHHOTO B3aUMOJECHCTBUS, TMOITOMY
YTBEPXKIEHUE, YTO TyOEpKyJie3Hasl IMajouka sIBJsSIeTCs MPUYMHOMN Ty-
0epKyJie3a, SBISIETCs] OLMOOUYHBIM (3€Ch MepernyTaHbl MOHSITUS «ITPU-
YUHa» U «IIPUIUHHBIN (HaKTOP»).

KvBoil opraHn3M akKTMBHO B3aUMOJEHUCTBYET C 3TUOJOTUYECKUM
(akTOpOM, U3MEHSISI €T0 U U3MEHSISICh caM B TMpoliecce B3auMOJe-
CTBUSI.

Opranusm obyagaeT GyHIaMeHTATbHBIM CBOMCTBOM — PEaKTUB-
HOCTBIO, TIOJlT KOTOPOI TMTOHUMAIOT CITOCOOHOCTh OpPTaHM3Ma OTpere-
JICHHBIM 00pa3oM pearupoBaTh Ha BO3AEUCTBUE (PAKTOPOB CPEIbI.

PeakTUBHOCTD SIBJISIETCS MHTETPAIbHOM XapaKTepUCTUKO LIEJI0TO
opraHuama, oIpeaessionieil BO3MOXHOCTb U XapaKTep pa3BUTUS 3a-
0oJieBaHUS U TIpeTeprieBaolleil UBMEHEeHHsI B ITpoliecce OOJIE3HU.
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Bbienstior HeckobKo (popM peaKTUBHOCTH:

1) BO3pacTHylo (OTpaXkaeT 0COOEHHOCTM peakliMi B pa3IUYHbIC

BO3PACTHBIE TIEPUOIIbI);

2) MNoJoBylO (OTpaxkaeT pa3jiuuMsl B peakliuyd Ha BO3IEWCTBUE Ha

MY>XUYMH U XKEHUIUH);

3) MMMYHOJIOTMYECKYl0 (OTpa)kaeT OCOOCHHOCTU peakLUMu HM-

MYHHOI CUCTeMbl Ha aHTUTEHHOE BO3/ICICTBIE);

4) rpynroByio (HampuMmep, MPeapacrnojoXeHHOCTh K 3aboyieBa-

HUSM JIULL C ONpeaeeHHBIMU TPYIINaMu KpOBH);

5) VHIUBUIYAJIbHYIO U AP.

Mo0XXHO rOBOPUTH O MECTHOM (JIOKAJIbHOI ) peaKTUBHOCTH (Harpu-
Mep, 0COOEHHOCTH MeTaborM3Ma KaHIeporeHa B OoNpeneeHHON TKa-
HUM) U OOIIel peakKTUBHOCTH, OMpPENessIoniell eJOCTHYIO PeaKiinio
OpraHu3ma Ha BO3JEliCTBUE.

CrenyeT pa3nnyaTbh HOPMaJbHYIO PEaKTUBHOCTh OpraHu3mMa (Kor-
Jla peakuusl afeKBaTHA pa3IpaXkKMUTENI0) U MaTOJOTUIECKU U3MEHEH-
HYIO peaKTUBHOCTb (Hampumep, (popMUpoBaHME TOBBIIIEHHON UyB-
CTBUTEJBHOCTHU K aJIepreHy Mpy CEHCUOUIU3AIN ).

OnHYM U3 BaKHEMILIX CBOMCTB OpraHM3Ma SIBJISIETCS] Pe3UCTEHTHOCTD,
T. €. CIIOCOOHOCTb TMPOTUBOCTOSITH BO3IEHCTBUIO MATOTEHHBIX (haKTOPOB.
Paznnuator Hecnieumduyeckyto U cneluduueckyto pe3uCTeHTHOCTb (MM-
myHuter). Hecnenmdpuyeckasi pe3UCTEHTHOCTb 00ecIieunBaeTcsl dapbep-
HbIMU CHMCTEMaMH, 3alIUTHBIMU OesikaMu (MHTepdepoHamu, Tporep-
JIMHOM, KOMITJIEMEHTOM, JIN30LMMOM, P-M3nHaMm), (parouTupyonmmm
KJIETKaMU, MHTETPaTbHBIMU COCYIMCTO-TKAHEBBIMU PEAKLIMSIMU (BOCTIANIS-
HUEM), CUCTEMHBIMU HEMPOryMOpaIbHBIMU MeXaHU3MaMHu (OOILMM ajar-
TallMOHHBIM cUHApOoMOoM). CHCTeMHON HecnelubUIecKol 3allUTHOM
peakiueli sisieTcs auxopanka. MMMyHHMTeT Kak croco0 crierucbruieckoit
3aLIUTBI BHYTPEHHEN Cpelibl OpraHu3Ma OT BEILLECTB U areHTOB, HECYIIIMX
MPU3HAKU Yy>KEePOIHOI TeHETUUEeCKO MHGMOPMAIIUY, peaT3yeTcsl 3a cYeT
TYMOPATbHBIX MEXaHU3MOB (BbIPAOOTKM 3AlLMTHBIX AHTUTENT) U TIPU
Y4aCTUU CIIeIMaTM3MPOBaHHbBIX KeTOK (T-1umboLmToB).

PeakTMBHOCTL M PE3UCTEHTHOCTb OpraHU3Ma OIPEAEISIIOTCSI MHO-
SKECTBOM B3aMMOJICHCTBYIOIINX MECTHBIX Y CUCTEMHBIX (haKTOPOB M 3aBH-
CSIT OT OCOOEHHOCTEN MeTaboIM3Ma, MUTOTHIECKON aKTUBHOCTH KJIETOK,
CTanny KJIETOYHOTO IIUKJIa, OMOPUTMUYECKOM OPraHU3aLMK CUCTEMBI, TTe-
peMeXarolIENCsl aKTUBHOCTU CTPYKTYP, HEUPOTyMOPAIBHOIO KOHTPOJISI
UT.IL

Tpertuii aeMeHT NPUYMHHOTO B3aMMOJEHCTBUSI — YCJIOBUSI CPEIbl
(BHEIIHE! 1 BHYTPEHHE), KOTOPbIE MOTYT CYIIECTBEHHO MOAUMDULIPO-
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BaTh MPOLIECC B3aUMOJEHCTBUSI STUOJOIMUECKOro (hakTopa ¢ OpraHu3-
MoM. Clofa OTHOCSITCSl BIMSIHUE KJIMMaTo-Teorpaduyeckux (pakTtopoB
(Harpumep, «00JIE3HN JKapKUX CTPaH» ), XapaKTep IMMTAHKs, CE30HHOCTD,
coluayibHble (HaKTOPbI, CTPECCOPHbIE CUTYallMW, TEMIIEpATypa, Biax-
HOCTb, pPaguallMoOHHbII (GOH U JIp.

YyacTtvie KaXaoro M3 3JEMEHTOB NMPUYMHHOTO B3aUMOICHCTBUS
SIBJISIETCST 00S13aTeIbHBIM JUISI BOSHUKHOBEHUSI CeNCTBUS (3a00ieBa-
HUs), OMHAKO UX COOTHOCUTENIbHAS POJIb B Pa3BUTUU O0JE3HU MOXKET
OBITh Pa3JINYHOI.

AOCOTI0TU3ALIMS JTIOOOTO U3 3JIEMEHTOB MPUUYMHBI JIEXKUT B OCHOBE
psina MeTahu3n4ecKuX KOHLEMIMIA B MpobjemMe MPUUMHHOCTU B MaTO-
Jioruu. Tak, MOMNbITKA CBECTU MPUYMHY K BO3IEHCTBUIO OMHOTO (DaKTO-
pa — cyTb MOHOKay3aJIM3Ma, a0COJIOTU3AIMS CBOMCTB MaKpOOPTraHU3-
Ma BeJIET K KOHCTUTYLIMOHAIM3MY, HAKOHELI, B3[JIsII Ha MPUUYMHY KaK Ha
clyJaifHoe CcOYeTaHWEe PaBHO3HAUHBLIX M PaBHOBEPOSTHBIX YCJIOBUIA
OTpaXKkaeT MPeACTaBIeHNS] CTODOHHUKOB KOHIUITMOHA3MA.

B ocHoBe 1100010 3a0071€BaHUs JEKUT MOBPEXKACHUE KaKUX-JIMOO
CTPYKTYp >KMBOTO OpraHM3Ma, MPUBOJsIIEe K HapylIeHUIO ero HOp-
MaJIbHOTO (bYHKIIMOHUPOBaHUS. B ponu moBpexaoimmux (aabTepu-
PYIOIIMX) areHTOB MOTYT BBICTYyIaThb pasHOOOpa3Hble IK30- W dHMO-
reHHble (haKTOPBI.

B psae ciydaeB KJI€TOYHO-TKAHEBble U3BMEHEHMsI, BOSHUKAIOIIINE
Mpu ajbTepaliuyd, JOCTaTOYHO OYEBUAHBI (BOcTajleHUe, HEKpOo3,
IUCTpodusI), OMHAKO MHOTIA U3MEHEHHSI, BOSHUKAIOIINE B OMOCHCTe-
Me, MUHUMAaJIbHBI 1 3aTParuBaloT OpraHu3alnio MaKpOMOJIEKY (13-
MEHEHHE TPETUYHON MM YEeTBEPTUYHOM CTPYKTYpHI Oesika, KOH(pOp-
MallMOHHbIE U3MEHEeHUsI B OMOoMeMOpaHax U T. I1.), YTO 3HAYUTEIbHO
3aTpyaHSIET OOHApYKEHUE TIEPBUYHOTO AedeKTa.

J171s1 Bpaua B JTaHHOM CJTyyae BakKHa MPUHIIMITHAIbHAsE METOI0JI0TH -
yecKasl ITOChIIKA: €CIM B OpraHu3Me BbISIBIISIETCS KaKoe-JIM00 Hapylle-
HUe (YHKIIMU, TO, HECOMHEHHO, JOJDKHA ObITh U3BMEHEHA U CTPYKTYpa,
OTBETCTBEHHAsI 32 peaIN3alivIo JaHHO (DYHKIIUU, T. €. SIBJISTIOIIASICS ee
MaTepUalibHbIM (MOP(OJIOTMYECKUM) CyOCTpaToM (€IMHCTBO CTPYKTY-
pbI U GYHKIIUK).

Kpome Toro, mpu HaaIuduu M3MEHEHHOM CTPYKTYpBI TITyOOKMit
aHaJIM3 TI03BOJISIET BBISIBUTH U HaIW4Me (PYHKIIMOHAJBHBIX CIBUTOB.
DTO MONOKEHUE JIETKO MOXET ObITh IMTPOMJLTIOCTPUPOBAHO Ha JOCTa-
TOYHO MPOCTHIX (MOAEIbHBIX) CUCTEMAX — CTPYKTypa (pepMeHTa U ero
KaTaJquTUyeckasi akTUBHOCTb, CTPYKTYpa PelernTopa u ero CpoacTBoO
K @HTaroHUCTY U T. II.



3HaYUTENbHO CJIOXHEe MPOUUTIOCTPUPOBATD 3TO MOJOXEHUE MPU
Mepexofe Ha ypoBEHb LEJOr0 OPraHM3Ma, MOCKOJBKY 3[eCh BKIIIO-
yaeTcsd Macca AyOIMpPYIOIIMX, PE3EePBHBIX, KOMIIEHCATOPHBIX MeEXa-
HU3MOB, MO3BOJISIIOLIUX MOJHOLIEHHO OCYHIECTBIISITh CIOXHYIO (DyHK-
LMIO (HampuMep, COXpaHEHUE KPOBSIHOTO NaBJIEHUs, TMOAIEpXKAHNE
nocrosiHcTBa pH U Ap.) Mpy MOBPEXIEHUN KaKOro-aubo peryssiTop-
Horo 3BeHa. M1 TeM He MeHee oOHapyXeHUe U3MEHEHHON (YHKIUU
(cumnToma 3a00JIeBaHUS) SIBJISIETCS 11 Bpauya OPUEHTUPOM U CUTHA-
JIOM 7SI TIOUCKA CTPYKTYPHOIN OCHOBBI TOIf aHOMAJUU.

TepMHHOM «ITaToreHe3» 0003HaYaeTCsl MEXaHU3M Pa3BUTHs 3a00-
JIEBaHUS, T. €. IMHAMUYHBIA KOMITIEKC U3MEHEHU, TPOUCXOASIIIINX
B XKMBOW CUCTEME MPU BO3ACICTBUU Ha HEE MAaTOr€HHOro (hakTopa.

Tlamocenes 3a601e6anus — NUANEKTUYECKU TPOTUBOPEYUBBINA TIPO-
1ecc, BKIIIOYAIOLIMIA B ce0s1 1Be TPOTHUBOITOJIOXKHBIE TEHIEHLIMU: C Ofl-
HOIl CTOPOHBI, 3TO MEXaHU3MbI M0JIOMA, MOBPEXAEHUS, OTKIOHEHMUSI
OT HOPMBI, a C IPYTOil — MEeXaHU3MBI 3aIUTHI, afanTalu, KOMIICH-
callMy U pernapaiuu.

Boppba aTuX ABYX TEHAEHIIMIT COCTABIISIET OCHOBY U OTIpEe/IsieT Ha-
npaBjieHue pa3BuTUsi 6ose3Hu. Eciu npeobianaoT MeXaHU3Mbl MOB-
PEXEHUs, TO UMEET MECTO MPOrPECCUPOBAHUE MATOJIOTMYECKOTO MPOo-
Liecca, ecy BepX 0epyT CaHOTeHEeTUYECKME MEXaHU3Mbl — HaUMHAETCS
MPOLIECC BBI3OPOBIICHUSI.

N3zyyenue matoreHesa 3a00JieBaHUI SIBJSIETCSI [JIAaBHOW 3agadeid
MaToJ0TMYECKON (HUBNOIOTUM.

2. Poab Hacaedcmeennbix ghakmopoe
6 NaMmo.102ul 4e108eKd.
Xpomocomnoie u moaexyasaphoie 60.1e31uU

Bce Hacnenyemble MpU3HaKKY YeloBeKa 3alMCcaHbl C TOMOIIbIO FeHe-
TUYECKOTo Koma B MakpomoliekyisipHoit crpykrype JHK. JIBoitHast
criupanb JAHK, B3aumoaeiicTBysi ¢ 1IeI04HbIMU OeJIKaMK (ITMCTOHAMU),
00pa3yeT CIOXHYIO HaaMOJEKYISIPHYIO CTPYKTYPY — XPOMOCOMY.
Kaxnast xpomocoMa coaepXuT OnHy HenpepbiBHYI0 Mojekyity JHK,
MIMEET OTIPEIEIIEHHBI TEHHBIA COCTAB U MOXET TepeaaBaTh TOJIbKO €1
MPUCYIIYIO HACIEACTBEHHYIO MH(MOpMaIio. XpOMOCOMHBIIT HAbop (Ka-
PUIOTUI) YesoBeKa BKIItoyaeT 22 mapbl ayTOCOM U 2 T0J0Bble — XX WIK
XY — XpOMOCOMBI.

HecMmoTps Ha ci1oXUBLIYIOCS B MPOLECCE IBOMIOLUM 3HAYUTEIb-
HYIO CTAaOMJILHOCTb T'eHeThuYecKoro Marepuaia u Hamuue JJHK-pena-
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pUpPYIONINX (PepMEHTOB (SH3UMOB, HCIIPABJISIIONINX OITMOKY peTiInKa-
muu JIHK), mox BiustHueM pasauuHbIX QU3NYECKUX (MOHU3UPYIOLLIEH
paguanueit, yabTpaduoaeTOBbIX Jydell), XUMUUECKUX (JTKUPYIOIINX
U JIPYTUX COENUHEHMSIX) U OMOJOTUYECKUX (BUPYCOB) (DaKTOPOB BO3-
MOXHBI UBMeHeHUS cTpyKTypbl JJHK — MyTanuu. YuntsiBas Haiuuue
B T€HOME 3YKapuOT MUTPUPYIOIIMX HYKJICOTHIHBIX IMOCJEIOBATEIb-
HOCTEl M TPaHCIIO30HOB, MOJ MyTalllel cenyeT MOHUMAaTh U3MEHe-
Hue ctpyktypsl JIHK, HezanporpaMmMrpoBaHHOE B TeHOME U MEIOIIEe
(deHOTUINMYeCcKoe BbIpaxkeHue.

MyTalu B TOJOBBIX KJIeTKax (heHOTUITMYECKU MPOSIBISIIOTCS
B BUJE HACJIEACTBEHHOTO MPEeApacloNOXeHUs] WIN HACAENCTBEHHOTO
3ab0oneBanus1. Hacaedcmeennas npedpacnonodiceHHocms — 3TO TEHETHU -
YecKU 00YCOBJICHHAs TOBBIIIEHHAsT MTOABEPXKEHHOCTh KAKOMY-T1M00
3200JIeBaHUIO, KOTOPAsl peaTu3yeTcsi B ONPeNeIeHHBIX YCIOBUSIX Cpe-
nbl. O HacleNCTBEHHOM 0OJe3HW TOBOPSIT B TOM Cilydyae, KOTAa To-
Bpexnenue JIHK mnpossisieTcst 6€3 HOMOTHUTEILHOTO BO3AEHCTBUS
dakropoB cpebl. Bce HacnencTBeHHBIE 00JIE3HN YeT0BeKa Moapase-
JISIIOTCS Ha JIBE TPYIIITBI: MOJIEKY/ISIpHbIE O0JIE3HU, MMEIOIINE B CBOE
ocHoBe ToueuHbIii nedext Ha HuTH JIHK, 1 xpomocomMHbIe, 1151 KOTO-
PBIX XapaKTepHO 0ojiee Tpyboe TOBPEKIEeHNE TeHeTUIECKOTO MaTte-
puaia.

Moasnekynsprole 60o1e3nu — OOIIMPHAsI TPyIma 3a00JIeBaHUA, TIpU-
poIa KOTOPBIX CBsI3aHA C MOBPEXIACHUEM OTIEIbHBIX TeHoB. Ceityac
n3BecTHO Gosiee 2500 MOIEKYIApHBIX Oosie3Hel. [IpuunHoi faHHOI
MaTOJIOTUM SIBJISIIOTCS TeHHBIE (TOYEUYHbIE) MyTalluK, T. €. U3BMEHEHUS
nocaeaoBaTeIbHOCTU HyKJIeoTuaoB B moiekyae JHK. Xapakrep ma-
TOJIOTMU 3aBUCUT OT JIOKaiu3aluu rospexaeHus Ha Hutu JIHK. B re-
HEeTUYeCKOM allfnapare 3yKapuoT UMEIOTCs (PyHKIIMOHAIBHO pa3iny-
HbIE Yy4YacTKU: mpomoTop — Hebonbiasg 3oHa JIHK, y3Haromascs
PHK-nonumepaszoit n pakropaMu MHUALIMALIMY TPAHCKPUIILIMHA, PETY-
JIITOPHBIE YYaCTKU — DHXaHCepbl (YCUIUTENU) U caiijieHcephl (ocia-
OUTEN) TPAHCKPUIILUY, 30Ha TEPMUHALIMY TPAHCKPUIILIVH, a TaKXe
CTPYKTYpHBIE T€HBI, ONPEACIISIONINe TTOCIeI0BaTeIbHOCTh aMUHOKMC-
JIOT B MOJIeKyJie Oesika. BolbIIMHCTBO reHOB 3yKapuoOT UMEET Tpephi-
BUCTYIO CTPYKTYPY: MOCJEI0BaTETbHOCTU HYKJIEOTUIOB, KOAWUPYIOIINE
0e1oK (9K30H), YepeayroTcsl ¢ yuacTKaMM, He HeCcyllMMUu MHGopMa-
uuu (uHTpoHamu). B sape cunrtesupyercst npo-m-PHK-komnust Bcero
reHa. Jlayee 3nech, e B siipe, BCe HECMbICJIOBbIE YUaCTKU BbIPE3aloT-
csl, @ KOHIbI KOAMPYIOIIMX TMOCJIeN0BATeJIbHOCTE COEAUHSIOTCS.
DTOT npolecc Ha3BaH CIUIaiiciHroM. B omHOM 1 TOM Xe reHe cruiaii-
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CUHT MOXET MpoTeKaTb pa3HbIMU crocobaMu (aJibTepHATUBHBIN
CIUTIAMiCUHT), T. €. MOJ KOHTPOJEM OIHOIO reHa B MPUHIUIE MOXET
CUHTE3UPOBATHCSI HECKOJIBKO MOJUMENTUIOB C Pa3IMYHON aMUHOKMC-
JIOTHOW MOCJIEN0BATENbHOCTbIO.

PeanmusyeTcs craiicHT ¢ TTOMOIIIBIO CTICITMATM3UPOBAHHBIX hep-
MEHTOB, a TAKXe 3a CUET ayToKaTaan3a, Koraa pojb (pepmeHTa (pubo-
31MMa) BbIMOJIHSAET cama npo-M-PHK.

MyTtanuu, 3aTparubaroiime o071acTb MPOMOTOPA WIU PeryasTop-
Hbl€ YYaCTKM, MPUBOAIT K UBMEHEHUIO KOJUYECTBA CUHTE3UPYEMOTO
0eJIKOBOrO TMPOJIYyKTa, HO caM OeOK OCTaeTcsl HeM3MEeHHbIM. My-
TalMY CTPYKTYPHOT'O reHa BelyT K UBMEHEHUIO MIEPBUYHON CTPYKTYPbI
Oenka.

Myrtaiius B 06JaCT UHTPOHA MOXKET OCTaThCsl 6€3 MOCIeACTBUIA,
OIHAKO M3MEHEHUE CUTHAJIBHON IMOCIEN0BATENbHOCTU HYKJIEOTUIOB
Ha TpaHMIIe 9K30HAa ¥ MHTPOHA MOXET IMPUBECTU K HapYIIEHUIO TIPO-
1iecca ayToCIUIaliCuHra.

[Mpu MyTanuu 3K30HOB BO3MOXHBI CIIEAYIONINE MAaTOJIOTUIECKUE
U3MEHEeHUS:

1) mpu MyTaluy CO «CIABUIOM PaMKH» MOXET CUHTE3UPOBAThCS

0eJIOK C pe3Ko M3MEHEHHOU CTPYKTYpOoil M HapylleHHOUN (hyHK-

LUEeH;

2) MyTalusi MOXET TpeBpalaTh OECCMbICIEHHbINH (TepMUHATOP-

HbIi1) TPUILIET B CMBICJOBON — CUHTE3UPYETCSl MOJMUIENTUIHAS

LIeTTb OOJIBIICH JUTMHBI, YeM B HOPME;

3) MyTamus MOXeT IpeBpaliaTh CMBICJIOBOM TPUILJIET B TEpPMUHA-

TOPHBIA — MPOUCXOOUT CUHTE3 YKOPOUYEHHOM ITOJUMENTUIHOU

Lenu;

4) MyTaluys MOXeT MPUBOAUTH K M3MEHEHUIO CMbIC/Ia KOAOHA,

YTO BBI3OBET 3aMEHY aMMHOKHUCJIOTHI B MOJUTENTUAHON LS.

Hapyiienue paboTsl (hepMEHTOB cIulalicMHra U pudo3uMoB (peHO-
TUMUYECKU MPOSIBIISIETCS TaK Ke KaK MyTallusl CTPYKTYPHOTO reHa.

BaxxHbIM aTanoM B peanu3aliMid TeéHEeTUYeCKOW MporpaMmMbl sIB-
JisieTcs nocTrpaHckpunuuonHas Mmoagudukauus M-PHK. K ognomy
koHy M-PHK mnpucoenunsieTcs otpe3ok monu-A, cocTosIuin u3
50—200 uaeHUI0BbIX HYKJIEOTUAOB.

Hpyroii koHeu, M-PHK noasepraercsi KanupoBaHUIo, T. €. coe-
IUHSETCS C XUMUYECKOW TPYIITMPOBKOU, comaepxkallei MeTuirya-
HO3MH.

HapyiieHnue 3Tux npoieccoB MPUBOAUT K COKpPAIEHUIO Bpeme-
Hu Xku3Hu M-PHK, ee ObIcTpoMy paspyllieHUIO HyKjIea3aMU U, Clie-
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JIOBaTebHO, HEBO3MOXHOCTU TPAHC/SILIMM TeHeTUYecKoil uHbop-
Maluu.

Boieaias us sapa M-PHK coennHsieTcs ¢ uTomiazMaTuyecku-
MU OeJKaMU ¢ 00pa30BaHMEM HYKJIEOMPOTEUIHbBIX YaCTULL — MH(DOP-
MOCOM.

ITpu natosoruu MHGOPMOCOM HAPYLIAETCS PErYJIUPYEMOE MOCTYII-
nenue M-PHK B 6eJTOKCUHTE3UPYIOLIYIO CUCTEMY.

Takum o06pa3zoM, OCHOBY MOJIEKYJISIDHBIX OOJie3HE COCTaBJISIET
HapylleHUe CUHTe3a pa3IMYHbIX OeJIKOB OpraHu3Ma.

[TaTosiorust MoxeT KacaTbCsl CTPYKTYPHBIX, TPAHCIIOPTHBIX, pe-
LIENTOPHBIX, aHTUTEHHBIX OEJIKOB, HO Yallle BCero CTpaaaloT OejKu-
(depMeHTbI, U OOJIBIIIMHCTBO MOJIEKYJISIDHBIX 00JIe3HEN HOCUT Xapak-
Tep H3UMOIIATUH.

Ecnu B pesynbTaTe MyTaluM U3MEHEH aKTHUBHBIM LIEHTP dep-
MEHTa, HapyllaeTcsl ero KaTaJuTu4deckass aKTUBHOCTh M CPOJCTBO
K CyOCTpaTy; €CIu 3aTPOHYT aJUIOCTEPUUECKUI IIEHTP — HapyIIaeT-
Csl PEeTyJISILiUs aKTUBHOCTU (hepMeHTa MeTaboIUTaMU U TOPMOHAMMU.

st nuarHoCTUKU HauboJsee pacpoOCTPAaHEHHbBIX 9H3UMOIIATUIA UC-
MOJIB3YIOTCS ITPOCThIE IKCITPECC-METOIbl — TaK Ha3bIBa€Mble CKPUHUHT-
TeCTHl (CKPUHUHT — <«IpocerBadue»). CKpUHUPOBAaHUE SH3UMOITATHIA
OCHOBAHO Ha ONpeAeeHMU aKTUBHOCTU aHOMAIbHOTO (DepMeHTa, U3yye-
HUM KOJIMYECTBA KOHEUHBIX TPOIYKTOB PEaKIMU U NPeIIleCTBEHHUKOB,
a TakXe Ha BbISIBICHUM HEOOBIYHBIX MPOAYKTOB OOMEHa B OMOJIOrMye-
CKUX KUIKOCTSIX.

ITpu XpOMOCOMHBIX OOJIE3HSIX M CHUHAPOMAax CBETOBasi MUKPO-
CKOTIVSI TIO3BOJISIET BBISIBUTh NU3MEHEHUSI XPOMOCOMHOTO Habopa Jin-
00 B BUJIe aHOYIUIOUAMIA, T. €. UBMEHEHUS Yynucia ayTocoMm (60J1e3Hb
JayHa, cunapombl DaBapaca u [latay) wium TOJTOBBIX XPOMOCOM
(cunnp-pombl KnaitHgenbsrepa, LllepemeBckoro — TepHepa, Tpuco-
Muu-X), 1100 B BUIE UBMEHEHUS CTPYKTYPbl XpOMOCOM (IeJIeluu,
NyTUTMKAIMU, UHBEPCUH, TPAHCIOKALIMU).

[TpuyrHON aHIYIJIOUAMIA SIBISIETCSI HEPACXOXKIEHUE XPOMOCOM
B Mpolecce MUTO3a WM Meio3a. 3aMeueHO TMOBbBIIIEHUE YaCTOThI
HepacXoXIeHUs ¢ yBeJIUUYeHUEM BO3pacTa MaTepH.

B HacTosiee Bpemst onucaHo 6osiee 100 pa3IMmyHBIX XpOMOCOM-
HbIX cuHIApPOoMOB. Okojio 50% Bcex ciaydaeB CIOHTAaHHBIX abOPTOB
CBSI3aHbI C aHOMAJUSIMU XPOMOCOM. [Ipu 3TOM XpOMOCOMHBIE Je-
(eKTbI, YyHacleI0BaHHbIE OT MPEAbIAYIINX MTOKOJIEHUI, COCTABISIOT
b 1,3% cpenu crioHTaHHBIX a00pTOB U 5,9% cpeay MeEPTBOPOXK-
NEHUM.



CriefoBatesibHO, Yallle BCEro XpOMOCOMHbIE abeppaliuu SIBJISIOTCS
DPE3YJABTATOM TMEPBUYHOIO HApYyIIeHUsI TaMEeTOreHe3a B POAUTEbCKOM
OpraHM3Me WK MOSIBIISIOTCS B MPOLIECCE Pa3BUTHSI 3apOiblliia.

JI71s1 AMarHOCTUKY XPOMOCOMHBIX 0OJIE3HEN MPOBOAST UCCAETOBAHUE
XpPOMOCOMHOT0 Habopa yesioBeka (KapuoTHIia), a TakXKe OIpeaesisoT X-
1 Y-TI0JI0BOI XpOMAaTHH, YTO TO3BOJIsSIET OOHAPYKUTh U3MEHEHKE Yncia
TTOJIOBBIX XpPOMOCOM B KApUOTHUIIE.

BaxxnbiM skcnpecc-MeToqoM IMarHOCTUKI XPOMOCOMHBIX 00jie3Hel
SIBJISIETCS MCCIeNOBaHUE TepPMaTOrTU(pUIecKOro (heHOTUIa — Hacjie-
CTBEHHBIX OCOOEHHOCTE KOXKHOIO PUCYHKA.



