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Metoauueckue pa3paboTKM NpeJHa3HAYeHbl MJII CaMOCTOSITENIbHOM paboTh
o0y4Jaronuxcsi Ha MPaKTHYECKUX 3aHATHUAX, a TAKKE JIJIs1 BHEAYAUTOPHOU pabOoThI JJIs
NOATOTOBKH K 3aHSATHUSIM U DK3aMEHY 10 AUCUUILTMHE «buonorusy.

Meroanueckue pa3padOTKH COCTABJIEHBI B COOTBETCTBHUE € paboyel mporpaMmMon
TUCLUUIUIMHBIL, a TAKXe COINIACHO TpeOoBaHusAM DenepalibHOro rocyJapCTBEHHOTO
00pa3oBaTeIbHOTO CTaHAAPTA.



TEMA: U3meHuuBOCTH U eé (popMbl. MeauIIMHCKOE 3HAYEHHE M3MEHYHMBOCTH.
CoBpeMeHHbIE MPeICTABJIEHHUS 0 MYTAallUAX. AHTUMYTAIlHOHHbIE MEXaHNU3MBbI.

AKTYaJlbHOCTh TeMbl. V3yueHune BiIusHHSA (AKTOPOB OKPYXKAIOIIEH Cpeanpl Ha
OpraHu3M HMMeEeT OOJIBIIIOE 3HAYCHHE JIJII COBPEMEHHOTO Bpadya, T.K. YEIOBEKY Kak
OMOJIOTUYECKOMY  BUJY  HpuUcyl]  OOJBINIOM  Jguama3oH  U3MEHUYHUBOCTH
MOP(hOJIOTHYECKUX, (PU3HMOIOTHUUECKUX M OMOXMMHYECKUX MpH3HAKOB. M3ydeHue
KOMOMHATUBHOW U3MEHUYMBOCTH MO3BOJISIET MPOrHO3UPOBATH MOSBICHUE TOTOMCTBA C
OTSTOIGHHOW HACIEICTBEHHOCThIO KaK pe3yJbTaT pa3IMuHbIX KOMOWHAIMI
reHeTUYEeCKUX OCOoOeHHOCTeH poauTenel. M3ydeHne MyTallMOHHOW H3MEHYMBOCTH
TaK)K€ BAXKHO, T.K. MOXET SIBJSITHCA MPUUYMHOU Pa3IM4HbIX (POPM HACIEACTBEHHOM
NaTOJIOTUH: XPOMOCOMHBIE 00J1€3HHU, 00JIE3HU 0OMEHA BEIECTB, AaHOMAIUK PA3BUTHS
U mpodee. 3HAHUE MEXAHU3MOB M3MEHUMBOCTH TIO3BOJISIET IMPOTHO3UPOBATH
MIPOSIBJIICHUE HACTIEACTBEHHOM MAaTOJOTHUHU B CIASAYIOIMINUX TOKOJICHUSIX.

Hear 3aHaTHSI: W3YYUTh pa3IUYHBIE BHUIBl H3MEHYUBOCTH, HAYYHUTHCS
MPOTHO3UPOBATH BO3MOKHOCTh HACJIEICTBEHHBIX TATOJIOTUI HA OCHOBAHUU 3HAHUI 00
U3MEHUYNBOCTH.

d®opMupyemble KoMmeTeHuUuu. B mporecce u3ydeHHs] TeMbl y OOYyYarOIIMXCS
dbopMuUpyIOTCS ~ CIEAYIOIIME  yHUBEpCalibHble,  OO0IIenpodecCUOHANIbHBIE |
npodecCuoHaNbHbIE KOMIIETEHIIUHN:

- VK-8: CmocobeH co3naBaTh W TMOAACPKHUBATH B TOBCEIHEBHOW JKU3HU M
npoeccHoHanbHON NEeITebHOCTH O€30MacHble YCJIOBUS KU3HEACSITEIBHOCTH IS
COXpaHEHUsl MPUPOJHON Cpelibl, 0OecreueHnsl YCTOMUMBOIO pa3BUTHs OOIECTBA, B
TOM YHCJI€ TIPU YIrpo3€ M BO3HUKHOBEHUM YPE3BBIUAWHBIX CHUTYyallUd U BOEHHBIX
KOH()JIMKTOB

- OIIK-2: CnocobeH TpOBOAUTh M OCYHIECTBISATH KOHTPOJb dS()PeKTUBHOCTU
MEPOTPUATUN TI0 TPO(PHIIaKTHKE NH(PEKITMOHHBIX U HEMH(PEKITMOHHBIX 3a00JIEBAHUN Y
HacesneHus: (nerei), (OPMHPOBAHUIO 30pPOBOTO 00pa3a >KU3HU U CAHUTAPHO-
TUTMEHUYECKOMY MPOCBEUIEHUIO HACETIECHUS

- OIIK-2: CpoocobeH BBIABIATH M OLEHUBaTh  MOPPOPYHKUHOHAIbHBIE,
(U3HOTOTUYECKUE COCTOSHUS W MATOJIOTMYECKUE TIPOIIECCH B OpraHu3Me YellOBeKa,
MOJIEIMPOBATh MAaTOJOTMYECKUE COCTOSHUS 1n VIVO M In Vitro Ipu MPOBEACHUU
OMOMEIUITMHCKUX UCCIIEA0BaHUN

- OIIK-4: CnocobGeH NpOBOAUTh M OCYIIECTBISTH KOHTPOJIb 3(PPEKTUBHOCTU
MEPOIPUATUNA 1O TpoduiakThke, (OPMUPOBAHUIO 3TO0POBOTO OO0Opa3a >KU3HU U
CaHUTAPHO-TUTMEHUYECKOMY MPOCBELIEHUIO HACENIECHUS

- OIIK-5: Cmnocoben omnenuBatb MophOoyHKIIMOHATBHBIE, (PU3HOJOTHUYECKUEC
COCTOSIHUS M TaTOJIOTMYECKUE IMPOIIECChl B OpPraHU3ME 4YeJOBEeKa ISl pPEelIeHUs
npo¢eCCHOHANBHBIX 3a/1a4

- OIIK-8: CriocobeH ncronb30BaTh OCHOBHBIE (PU3UKO-XUMUYECKHUE, MATEMATUYECKUE
Y €CTECTBEHHO-HAYYHbBIC TIOHSTHS U METO/IbI MPU PEIIEHUHU MpodecCuOHATBHBIX 3a1a4
- TIK-13: CmocobeH mpOBOAUTH, H OCYIIECTBISATH KOHTPOJIL 3S(PGhEKTUBHOCTH
MEPOTIPHUATUHN IO TPODUITAKTUKE WHPEKITMOHHBIX U HEMH(DEKITMOHHBIX 3a00JIEBAHUN Y
HaceneHus (nereit), (OpPMHPOBAHUIO 3J0POBOr0 0o0Opa3a JKM3HH W CaHUTApHO-
TUTUEHUYECKOMY MPOCBEIICHUIO HACEJICHUS



- TIK-19: Omnenka wmophodyHKIHMOHATBHBIX, (DU3NOJIOTHIECKUX COCTOSHUIA,
bu3HUecKnX, MaTOJIOTHUYECKUX MPOIIECCOB U TEHETHYECKNX (DAaKTOPOB B OpraHU3ME
YeJI0OBEKa, YIpaBiICHUE KUBBIM OPraHU3MOM KaK CIIOXKHOW CHUCTEMOM NJis pelieHus
npohecCHOHATBHBIX 3a7a4

- [IK-20: CnocoGeH TpOBOIUTH W OCYHIECTBIISITH KOHTPOIb d()PeKTUBHOCTH
MEpPONPUATUNA MO0 TPOPUIaKTUKE UHPEKITMOHHBIX U HEMH(PEKITMOHHBIX 3a00JI€BaHUI
y HaceyieHusi (nereit), GopMUPOBAHHUIO 3J0pOBOro obOpasza KHW3HU M CAHUTAPHO-
TUTUEHUYECKOMY MTPOCBEIICHUIO HACETICHUS

CTyeHT JOJDKEH 3HATh:!

- COBPEMEHHYIO KJIacCU(DUKAIINIO U3MEHYMBOCTH

- XapaKTEePUCTUKY (PEHOTUMNYECKON U3MEHYMBOCTH U MPUYUHBI €€ BOSHUKHOBEHUS

- BUJIbl TCHOTUIINYECKON U3MEHUYHUBOCTHU

- KJTacCCU(PUKAIUIO MYTAIM U MEXaHU3MbI UX BO3ZHUKHOBEHUS

- OCHOBHBIC AHTUMYTAIIMOHHBIE MEXaHU3MBI

CTyIeHT J0JDKEH YMeETh:

- paboTaTh CO CHEIHUAIBHON JUTEPATYPOU MO OMOJIOrUn

- peuaTh CUTYallMOHHBIE 33JJa4H 110 OMOJIOTUH

CTyZIeHT NOJDKEH BJIA/IeTh:

- HaBBIKAMH HAYYHO-HUCCIIE0OBATEIHLCKON pabOTHhI

- BJQACTh TEXHUKOW W3TOTOBJICHMS CIAWJIOB 1O KOHIIENTYaJbHBIM BOMpPOCAM
MOJIEKYJISIPHOU T€HETUKH

WH®OPMAIIUOHHBIN BJIOK

[ToHsiTEe «M3MEHUYUBOCTBY» LIUPOKO HCIONb3YIOT B OMOJIOTUU CO BTOPOIl MOJOBHHBI
XIX Beka, nocie Beixoaa «IIpoucxoxaenust BugoB» Yapinb3a lapsuna (1859). Baxuo
OTMETUTh, 4TO J[apBUH B CBOMX paboTax HE JaeT YETKOTO OIpEeNEICHUs 3TOMY
HNOHATHIO: OHO BBICTYIIAET JIMILb B KaYECTBE OOLICYNOTPEOUTENHLHOTO CI0Ba, IPUYEM
€ro CMBICJI 3aBUCUT OT KOHTEKCTA.

N3MeHYMBOCTh — CBOMCTBO OPraHMW3MOB M3MEHSTh NPHU3HAKH, MMOJYYEHHBIE OT
ponuTened, WM NPHOOpPETaTb HOBBIE B IPOLIECCE HHAMBUAYAIBHOTO Pa3BUTHS.
Paznuuaror  MOAM(PUKALMOHHYIO,  T€HOTUIHUYECKYl0  (KOMOMHAaTUBHYIO U
MYTaIlMOHHYI0) U OHTOT€HETUYECKYI0 U3MEHUYUBOCTH (pHC. 1).



M3MeHYHBOCTH
HacnepctBenHnas (Mogudukanponnasa) HacneacTBeHHasa (FeHOTHITHYECKaA)
BoaHuKawllHe u3MeHeHUA M3ameHeHus1, BO3HHUKaloMe B GpeHo-

3aTparvBaloT TOJbKO (PeHOTHII 0cobM  THIIE, ABIAIOTCA pPe3yNbTaToOM H3MeHe-
HUI B HacJleICTBEHHOM MaTepHaje

MyTanuoHHas Kom6uHaTHBHas
Vi3MeHeHHe CTPYKTYpbl TH60 Komuye- BO3HMKHOBEHHE HOBBIX COYEeTaHHIA
CTBa reHOB WM XPOMOCOM reHOB (IPYIII CLEIVIEHH) ¥ HOBBIX

B3aUMMO/IEMCTBHI MeK/IY HUMH

l'ennbIe XpoMOCOMHbBIE l'eHOMHbBIE
MyTallHH MyTaLAH: MyTalluH:
a) HeXBaTKH a) TOJHIUTIOMIHAA
6) ynBoeHuA 6) reTeporUIoHaNA
B) MOBOPOT

yuacTka Ha 180°

I') IIepeHoC yYacTKa
Ha HeromoJio-
IHYHYH XPOMO-
comy

Puc. 1. Kimaccudukanus popm u3smMeHUnBOCTH

OnTOTreHeTUYECKAs] M3MEHYUBOCTD - 3TO peaju3arus HOPMbI PEeaKI[uu OpraHu3Ma
BO BpPEMEHH, B XOJI¢ €ro WHAMBUAYaATbHOTO pa3BuTHsA. OHTOreHeTHYeCcKas
WU3MEHUYMBOCTD MPOSBIISETCS B BHJIC MIOCTOSTHHOTO U3MEHEHUS MPU3HAKOB B TIPOIIECCE
pa3BuTHs 0coOu. Bce mpu3HaKyM M CBOMCTBA HACIIEICTBEHHO-IETEPMUHUPOBAHBI, HO
dbopmupoBanre (eHOTUIIA OpraHM3Ma OOYCIIOBICHO B3aWMOJICHCTBUEM T'€HOTHIIA U
cpenbl. ['eHOTHIT OmIpeIeNnsaeT CIEeKTP BO3MOXKHBIX (DEHOTHIIOB, 3TO (PEHOTHITMYECKOE
pa3HooOpas3ue Ha3bIBACTCSI HOPMOM PEaKIMU TeHOTHIIA.

MonudukanronHasi (HeHACIEICTBEHHAs) U3MEHUNBOCTh — 9TO TaKHe U3MEHEHUS
NpHU3HAKa, KOTOPHIE BOSHUKAIOT 0€3 MpeaBapUTEIHbHOTO U3MEHEHUS HACIEACTBCHHOTO
MaTepuansa W TPEICTABIAIOT COOOH HEMOCPEICTBEHHBIM OTBET OpraHW3Ma Ha
BO3MelcTBUSL cpeAbl. HeHnacnemyemblie wu3MeHeHUs (EHOTUNA, OOYCIOBICHHBIC
BO3JICHCTBUEM  OMNpPENCICHHBIX  (AKTOpOB  cpeapl Wil o0pasa  KU3HH,
Ha3bIBalOTCS Monuukanuamu. CiekTp MOAM(PUKAIMA  OTpaHHYEH MpeJesiaMH,
HA3bIBAGMBIMA B TEHETHUKE HOpMOHW peaknuu. [log 3TUM TEpMHUHOM MOHUMAIOT
XapaKTep PEaKIMu OTACIbHBIX TCHOB WJIM TEHOTHUIIA B IICJIOM Ha YCJIOBHUS CpPEHbl, B
KOTOPBIX MPOUCXOJUT Pa3BUTHE KOHTPOJHMPYEMBIX 3THUMH T€HAMH TPHU3HAKOB WM
deHoTHnma Kak TaKoBOro. Pa3Hble NMPU3HAKK B PA3JIMYHON CTEICHH CIOCOOHBI K
MOJIU(UITMPOBAHKIO TIOJ] BIMSHUEM YCIOBUH cpensl. Hampumep, dhopmupoBanwme
npu3HaKa TPYNIOBOW MPUHAICKHOCTH KpoBU Mo cuctemMe ABO mpakTudeckun He
3aBHCHUT OT YCJIOBHH Cpelbl, a IEITUKOM OIpelesieTcss KOHKPETHBIM COYETaHHEM
TCHOB B OpraHm3Me uesioBeka. [Ipyroil mpu3HAaK — MHUTMEHTAIMs KOXKH YeJIOBEKa,
TCHETUYECKH OOYCIIOBJICHHAsI OIPEACICHHBIMU aJUIeJsIMU TIOJUMEPHBIX TEHOB,
KOHTPOJIUPYIOIIUX CHHTE3 THUTMEHTa, MOXXET OBITh BBIpaKE€HA B OOJBIICH WM
MEHBIIIEH CTENEHW B 3aBUCUMOCTH OT WHTEHCHUBHOCTH YJIbTPaduOIETOBOTO



oOnmydeHus, BO3JEHCTBYyIOMEro Ha opranu3Mm. ClieoBaTeIbHO, XapaKTepusys
MOIU(PUKAIMOHHYIO U3MEHYNBOCTh OT/IEIBHBIX MPU3HAKOB, MOKHO TOBOPUTH O OoJiee
WM MEHEE MIUPOKOW HOPME PEAKIIMU COOTBETCTBYIOIIMX I'€HOB U I'€HOTHUIIA B IIEJIOM
Ha yCJIOBUS CPEJIbI.

OTnuuuTenbHble 0COOEHHOCTH MOMU(PUKAIMOHHBIX M3MEHEHUU 3aKIIOYalOTCS B
TOM, YTO, BO3HUKAs B ()EHOTHUIIC OpraHu3Ma Ha OCHOBE HEU3MEHEHHOTO T€HOTHUIIA, OHU
COOTBETCTBYIOT (haKTOpy Cpeibl, BBI3BIBAIOIIEMY WX TMPOSBICHUE, U HUMEIOT
PUCIIOCOOUTENBHBIN XapakTep. Hanmpumep, Mmacca MbIIIIl pacTeT IO Mepe YBEIUUCHUS
dbu3uYecKo Harpy3ku; B YCJIOBHUSIX 3aCylUIMBOIO JieTa Ha JMUCThAX pPacTEHUU
YBEJIMYMBAECTCS BOCKOBOM HAJIET, NPENATCTBYIOLIUMNA HWCHAPEHUIO >KUAKOCTU C
MOBEPXHOCTH JiMcTa. B OOJbIIMHCTBE clly4aeB MOJAUM(UKAIMK OJIHOTO MpHU3HAKA
0o0pa3yloT HENpEepBIBHBIA psAJl MOCTENEHHBIX H3MEHEHUH OT MHUHUMAIbHBIX 0
MaKCUMAaJIbHBIX 3HAYEHUW, TPYIIUPYIOMIUXCA BOKPYT HEKOTOPBIX CPEHUX BEIUYMH.
Ecnu pasnuunble cocTOsiHUS (BapvaHThl) MPU3HAKA PACIOJIOKUTH B TMOPSJIKE
BO3pacTaHus WK yOBIBaHMS €0 3HAUYCHU, TO OHM 00pa3yroT BapUAIIMOHHBIN P, B
KOTOPOM OTJebHbIE 3HAUEHUs NpPHU3HAKa pacnpenensaioTcs no 3akoHy Kerne. B
COOTBETCTBHM C 3THUM 3aKOHOM Ham0oJiee 4acTO BCTPEUAIOTCA CPEAHUE BapHUaHTHI
MpU3HAaKa, ¥ 9eM OOJIbIIIe BAPUAHT OTKJIOHSETCS OT CPEIHETO 3HAYEHUSI, TEM PEXKE OH
BcTpeuaerca. M3-3a  Toro, uto MOAu(UKAIMOHHBIE HM3MEHEHUS  MMEIOT
OPUCIOCOOUTENIbHBIA  XapakTep, OHM O00ecneuuBaroT OOJbIIYI0 BEPOSITHOCTD
BBIKMBAHUSI OPTAaHU3MOB C IIMPOKOW HOPMOM peaKIMy T'€HOTUIA B U3MEHSIOIIUXCS
YCJIOBUSIX CYILIECTBOBAHMS.

Jliist Mou(UKAITMOHHONW U3MEHYMBOCTH XapaKTEPHO:

1. OOpaTUMOCTh — HM3MEHEHHUS MCUE3aI0T MPU CMEHE Crenu(PUUecKuX yCcIoBUM

OKpY>KaroLEel Cpeibl, CIIPOBOLUPOBABIINX UX

2. I'pynmnoBoii xapakrep

3. U3menenus B ¢EHOTHINE HE HACIEAYIOTCS, HACJIEAyeTCs HOpMa pEeaKIuu

reHOTHINa

4. AnanTuBHBIM XapakTep

5. 3arparuBaet ¢GeHOTHII, IPH STOM HE 3aTparuBas caM I'eHOTHII.

Broinensror CIIEYIOIINE BUJIbI dbeHoTunnuecKoi
W3MEHYMBOCTU: MOIUPUKAIIIU, MOP(PO3bI U (HEHOKOMHHU.

Mopaudukanuu — 3TO0 BPpEMEHHbIC HEHACIIEICTBEHHBIE, Yallle BCEro OOpaTHMbIC
U3MEHEHUS TEHOTHUIIA, KOTOPbIe BOZHUKAIOT MOJ1 ACHCTBHEM (haKTOpa Cpeabl U HOCST
PUCTIOCOOUTENIbHBIN XapaKTep, HAPUMEp, YBEITUUEHUE KOJIUYECTBA SPUTPOLIUTOB B
KpPOBH IIPU HEJIOCTATKE KUCIOPOA.

Mop@do3bl — 3TO HEHACJeACTBEHHbIE U3MEHEHHs (DEHOTHUIIAa, BOZHUKAIOIIME O]
NEHUCTBUEM JKCTpEMaIbHBIX (PAKTOPOB CpE/bl, HE HOCST aJallTUBHBIA XapakTep U
HeoOpaTUMBbI, HAIPUMED, IMIPAMBbI, 0KOTH.

@DEHOKONHUN — 3TO HEHACJIEJACTBEHHOEC W3MEHEHUWE TEHOTHUIIA, II0X0XEee Ha
HACJICICTBEHHOE 3a00JIeBaHUE, HAMPUMEpP, YBEIMYCHHE UIUTOBUIHOU >KENe3bl Y
KUTEJIEH pailioHOB ¢ HOM0AePUITUTOM B BoJie U 3eMiie. HekoTopbie MHPEKIIMOHHBIC
Oosie3HH (TOKCOIUIa3MO3, KpacHyxa), KOTOpbIe IepeHeciia MaTh, MOTYT CTaTh
NpUYUHON (EHOKONUH psiia HACICACTBEHHBIX OOJE3HEW W TIOPOKOB DPAa3BUTHSL.
Hanuuue ¢peHokonuii yacto 3aTpyIHAET MOCTAHOBKY JAMArHO3a.



[Ipy MyTanMOHHONM W3MEHYMBOCTH HapylIaeTcs CTPYKTypa TEHOTHIA, 4YTO
BBI3BAHO MyTaUMsAMH. MyTanMM - 3TO Ka4yeCTBEHHBIE, BHE3alHbIC, YCTONYMBBIC
U3MEHEeHusT B reHotune. B omimume oT Moaudpukauuid OHH HE 00pasyroT
HENPEPBIBHOTO psia U3MEHEHWH, TPYyNIHUPYIOIUXCS BOKPYI HEKOTOPBIX CpPEIHUX
3HAYEHHM, a WMEIT HEHANpPaBJICHHBIM Xapakrep. M3MeHeHus mnpu3HakKa,
BO3HUKAIOUIME B pE3yJbTaTe€ MYTallMii, CIydaiHbl U Hempeackasyembl. OHU He
COOTBETCTBYIOT (DaKTOpPy, KOTOPBIM MX BBI3bIBAET, M HE MMEIOT 3aBEJOMO
OPUCIOCOOUTENBHOTO 3HaueHus. HeHampaBneHHOCTh MyTauud MOPUBOAUT K
NOSIBJICHUIO PA3JIMYHBIX JUUIEJIEN T€HA, YTO JIE)KUT B OCHOBE SIBJICHUS MHOKECTBEHHOTO
aienu3Ma. OOMH U TOT K€ T€H MOXKET MYTHPOBATh HEOJHOKPATHO B PA3HBIX
HaIlPaBJICHUX, & UHOTAA B OJJHOM U TOM K€ HAalpaBJIEHUU, HO MPH 3TOM YacToTa
WU3MEHEHUM, 3aTPAaruBarolnX KaXIblil OTAEIbHBIN I'€H B Pa3HbIX KJIETKAaX, HEBEIUKA.
B cpennem myTanus OTJeIbHOTO reHa nosiisgercs oaul pa3 Ha 100 000—1 000 000
OpPraHU3MOB OJIHOTO MOKOJIEHHUS JaHHOTO BH1a. Elle MeHbl1e BEpoSTHOCTh 0OpaTHOTO
MYTHPOBaHHUs I'EHa.

Cy1iecTByIOT pa3iIMyHbIe KJIAaCCU(UKALUU MY TALIMM.

- 10 YpPOBHIO HM3MEHEHUs HACJIEICTBEHHOIO0 Marepuaya (T€HHbIE, XPOMOCOMHBIE,
T€HOMHBIE);

- 1o mposiBIeHUI0O B ¢eHortune (Mopdojoruyeckue, OHMOXUMUYECKUE,
(bu3HoIOrnYeCcKue);

- 110 IPOUCXOKEHUIO (CITIOHTaHHBIE, MHIYLIUPOBAHHBIE);

- N0 HUX BJIMSHUIO HAa YU3Hb OpraHu3Mma (JeTaJbHbIC, IOJYJIETAIbHBIE, YCIOBHO
JeTaIbHBIC);

- 110 TUIaM KJIETOK (COMaTUYECKHUE U TEHEPATUBHBIC);

- 10 JIOKAJIM3AIMH B KJIETKE (SAEpHbIE, IUTOIIa3MaTHYECKHUE)

- [10 TUILY aJUIEJIHBIX B3aUMOJECHCTBUH (pELleCCUBHBIE, JOMUHAHTHBIE)

- IO XapakTepy nposiBiieHus (rurnomopdusie, aMopdHbIe, aHTUMOP(DHBIE, HEMOP(PHBIEC)

BOABIMIMHCTBO MyTaUMid PEUECCMBHBI M MOTYT IPOSBUTBCS TOJBKO B
TOMO3UTOTHOM  COCTOSIHMM. BeposiTHOCTh Takux COOBITHUA Maia, I03TOMY
PELECCUBHBIE MyTallUU AOJIT0€ BPEMS HAKAILIIMBAIOTCS B TOMYJISALIUUA B CKPBITOM BU/IE.
JIOMMHaHTHBIE MYTalMHd MPOSBISAIOTCS Cpa3y MW IOABEPrarTCcs JEHCTBHUIO
€CTEeCTBEHHOT'0 0TOOpA.

['unoMopdHble MyTauud — TpyNNa MyTaluid MO XapakTepy HMX MPOSIBICHUS.
JIEHCTBYIOT B TOM YK€ HAIIPaBJICHUH, YTO U HOPMAaJIbHBINA aJUIEIIb, HO JAIOT HECKOIBKO
ocnabnenusli 3¢ dexr. Hampumep, y apo3oduiabl okpacka TJia3 MpU MYTalHUH
3HAUUTENIBHO OjenHee. AMOpGHbIE — HEAKTUBHBI B OTHOIIEHUH TUIMMYHOTO 3¢ deKTa
HOPMAJILHOTO ~ aJulelisi, HamnpuMep, TeH aJbOMHM3MA [OJHOCTBIO TOPMO3HT
oOpa3zoBaHue MUTMeHTa. AHTUMOP(HBIE — OKa3bIBAIOT JEHCTBUE, MPOTUBOIOJIOKHOE
JENCTBUIO HOpManbHOTO ajuielnisa. HeoMopdHbie - uX 1eliCTBHE COBEPIICHHO OTIMYHO
OT JEHCTBHS HCXOJHOIO HOPMAJIBHOIO aJUIEIs.

CrioHTaHHbIE MYyTallMM BO3HHMKAIOT B ECTECTBEHHBIX YCIOBUSX OOUTaHHUA
oprannsMa. CunuTaercs, 4TO Ha UX MOSIBJIEHUE HE OKA3bIBAETCS HUKAKOTO BO3IEUCTBHUS
U3BHE, OHU BCEI/1a HEOXKUJAHHBI U HENpPEJCKa3yeMbl U JAEHCTBUTEIbHBIE MPUUYUHBI
TaKUX MyTallii BO MHOTOM OCTAalOTCSi HEM3BECTHhIMU. Hampumep, reH remopuinu
Bo3HMKaeT cnoHTaHHO Ha 10000 ramer mytupyer 0,32 ramersl. MHAyLMpOBaHHBIE



MYTallMyd BO3HUKAIOT MOJ| BO3JCHCTBHEM BHEIIHUX (PAKTOPOB, KOTOPHIE HA3bIBAIOT
MyTareHaMH. MyTareHbl MOKHO KJIacCU(ULIMPOBATH MO IPUPOJIE BO3AECHCTBYIOUINX
(akTOpoB

1. ®usnueckue. K 3101 rpymnie MyTareHOB OTHOCATCS Pa3JIMYHBIE TUIIBI U3Ty4YCHUH,
temneparypa. K HOHM3UPYIOIIUM M3IYYEHHUSIM OTHOCST 3JEKTPOMArHUTHEIE,
PEHTI€HOBCKME W TaMMa-Jydd, a TakKe »JIeMeHTapHble 4YacTulbl (anbda, Oera,
HEUTPOHBI U JIp.).

2. Xumuueckue. bbuio BBISIBIEHO MHOIO XMMHMUYECKMX COEIMHEHMH, 00Jaaroniux
MYTareHHOM aKTHUBHOCTBbIO. CpenM HHUX — BOJIOKHHCTBIA MHHEpaa acOecT,
ATUJIEHAMUH, KOJXULUH, OEH3MUPEH, a30TUCTas KUCI0Ta, HAPKOTUUECKHUE BELIECTBA,
QJIKOroJib, HUKOTUH U JAp. Hepeako 3Tu ke BelecTBa OJHOBPEMEHHO SIBJISIOTCS U
KaHLEPOr'€HAMH, TO €CTh BEIIECTBAMU, CIIOCOOHBIMHU BBI3BIBATH PA3BUTHE B OPraHU3ME
3JI0Ka4€CTBEHHBIX HOBOOOPA30BaHM (OIyXO0JIeil)

3. buonorunueckue. K OuonormueckuM MyTareHaM OTHOCSAT HEKOTOpBIE PacTEHMS,
Hanpumep, Oe3BpemeHHUK oceHHUM (Colchicum autumnale), mHOTME BUpYCHI U
TpaHCHa30HBI.

YenoBeKk KOHTAKTHUPYET C PA3HOOOpPAa3HBIMH XHWMHUYECKUMHU BEIIECTBAMH,
IPOBEPHUTH KAXJI0€ Ha BO3MOXKHOCTb MyTareHHOTO (KaHIIEpOTeHHOTro0) 3¢ddexTa mium
F€HOTOKCUYHOCTH HE MPEACTABIISIETCS BO3MOXHBIM, MO3TOMY MPOBOJAUTCA OTOOP
ONpeJeIeHHBIX XMMUYECKUX BEIIECTB JIJIsl UCCIIEI0BAHNS HA MyTareHHOCTb.
['eHeTHYEeCKUIT MOHHUTOPHHT - 3TO CHCTEMa JOJITOBPEMEHHBIX IOMYJISINOHHBIX
UCCIICIOBAHUN 110 KOHTPOJIIO 32 MYTAaLlMOHHBIM IIPOLIECCOM Y YeJIOBEKa (CIIEKEHUE 3a
myTauusMu). OH CKIIaJbIBAETCS U3:

-  XHMHYECKOTO CKPUHUHIA - OJKCHEPUMEHTAJIbHOW IPOBEPKH MYTareéHHOCTU
XUMHUYECKUX COCIUHEHUHN (CIIeKEHHUE 3a MyTal[UsIMU B TECT-CUCTEMAX )

- IPSIMOTO aHAJIM3a YaCTOT FeHHBIX MYyTall1ii

- (peHOTEHETHYECKOTO MOHUTOPHUHTA.

['eHepaTHBHBIEC MyTal[Ml BOZHUKAIOT B IIEPBUYHBIX MTOJIOBBIX KJIETKAX WM FAMETax,
NepelalTcsl MO HacuencTBy (Hampumep, reModunus, cuHapoMm JlayHa).
CoMaTnyeckre MyTalllud BO3HUKAIOT B JIFOOBIX KJIETKaX, KPOME TaMET U 3aTParuBaroT
4acTh OpraHu3Ma (Hampumep, pa3Has OKpacka ria3 y 4yejaoBeKa).

JleranbHble MyTallud — MYyTallMd, BbI3bIBAIOIIME TuOenb opranusma. Bpeanbie
MYTAalMU CHUXAIO KM3HECITOCOOHOCTh WJIU IJIOJIOBUTOCTh Opranusma. HelirpanbHbie
MyTallMM HUKAK HE OTPAXKaIOTCS Ha KU3HECIIOCOOHOCTHM OpraHu3ma (I[BET IJia3).
ITone3Hble MyTalluy MPUBOAST K MOBBIIIEHUIO KU3HECTIOCOOHOCTH 0COOU.

I'eHHble MYTANMH — U3MEHEHUS CTPYKTYphl I'€HOB (CalTOB, HYKJICOTHUIHBIX
nocnenoBarenbHocTell JJHK). Takue usmeHeHust MOAKHO NOJEIUTh HA TPU IPYTIIIbL:

- 3aM€Ha OJHOro HykjeoTuaa Ha apyroi. Ha ux pomro npuxomurcs nopsaka 20%
TeHHBIX U3MEHEHHH. 3aMeHbl OCHOBaHHUM MPUBOAAT K U3MEHEHUSM CMBICIIA KOJIOHOB:
BCJIEJICTBUE YET0 OHU KOJIUPYIOT IPYTYI0 aMUHOKHUCIIOTY (MHCCEHC-MYTallin) WIK Ha
U3MEHEHHBIX KOJIOHAX MpephIBaeTCs YTeHUE reHa (HOHCEHC-MYTAalluu).

- CABHUI «PaMKH CUUTBIBAHMUS, YTO SIBJSIETCS CJIEICTBMEM HM3MEHEHHs YHCla Tap
HYKJIEOTHJIOB B Npeleiax reHa KaKk B CTOPOHY YMEHBIUECHMs (Ielenus — MoTeps
y4dacTKa reHa), TaK ¥ yBeJIMYeHHU (IyIUIMKalus — yJIBO€HUE yyacTka rena). [IpuunHoit




CABUIa «PaMKH CUMTBHIBAHUSD> MOXKET CTaThb BCTPAaMBAHUE B I'€H Y4acTKAa MOJIEKYJIbI
JIHK, B yacTHOCTH, BUPYCHOM NPUPOJIbI UIU APYTOU XPOMOCOMBI — TPAHCIIOKALIHS.
- UI3MEHEHHUE MOPsIJIKA CIIETOBAaHUS HYKJICOTHIOB B IPEJENax reHa (MHBEpCHs).

Ecnn nmpoucxomur msmeHenne toapko oaHoro Hykieornaa B JIHK, To Takas
MyTalMsl HA3bIBAETCA TOUYCUHOW. B ciaydyae MyTamui MO THUIy 3aME€HBbI a30THCTBIX
OCHOBAHHUM OJIHAa KOMILJIEMEHTapHas HyKJIeoThaHas napa moJiekyJisl JIHK 3amensercs
B psly LMKIOB peIUIMKaluu Ha Apyryto. Yactora mogoOHBIX MPOUCHIECTBUIMA
cocraBisier okosno 20% or o0mieil Macchl BceX TeHHbIX MyTanuil. [Ipumepom
N0I00HOTO SBJISIETCS J€3aMMHHPOBAHHUE LIMTO3MHA, B pe3yJibTaTe 4ero oodpasyercs
yparui. B JIHK o6pa3syercs nykineoruanas mapa ['-Y, Bmecto I'-11. Ecnu ommbka He
Oynet penapupoBana ¢pepmentom JJHK-rimkona3o, To npu permkaiuy mpou3onier
cnenytomee. Llenu pazoiinyTcsi, HAaMPOTUB I'yaHWHa OyAET YCTAaHOBJIEH LIMTO3MH, a
HAIIPOTUB ypaluia — aJieHuH. Takum oOpa3om, ogHa u3 gouepHux modekyn JJHK
Oyner coaepxaTh aHoMajbHyiO mapy Y-A. Ilpu ee mocnemyromiel perimKanuu B
OJTHOM W3 MOJIEKYJl HANpOTHUB aJICHWHA OyJeT yCTaHOBIEH TUMHH. 1. €. B TEHE
npousoiaer 3ameHa napel ['-I[ Ha A-T. 3amMena ofHOro NMUpMMHUAWMHA HA APYTOu
MAPUMUJMH WA OJHOTO IIypMHA HA JPYyrOoM IIypUH HA3bIBAETCA MPAH3UYUEU.
[IupumMuIMHAME SBIISIFOTCS IUTO3WH, TAMUH, ypauwil. [lypuHamu — aieHUH U T'yaHUH.
3aMeHa  NypMHa  Ha  NOUPUMUIWH  WIM ~ OUPUMHAMHA  HA  IypUH
HAa3bIBACTCS TPAHCBEPCUEN.

ToueyHasg myTauusi MOXKET HE NMPUBECTH HU K KAKHMM TOCJIEACTBUSM H3-3a
BBIPOKJICHHOCTH T€HETUYECKOTO KOJia, KOTZa HECKOJIbKO KOJOHOB-TPHUILJIETOB
KOJIUPYIOT OAHY M Ty K€ aMHHOKHUCIOTYy. T. €. B pe3yibpTare 3aMeHbl OJHOrO
HYKJIEOTHJIa MOKET o00pa3oBaTbCs JPYrol KOJOH, HO KOJUPYIOUIMH Ty XK€
aMUHOKHCIIOTY, 4TO U CTapbIil. Takas 3aMeHa HYKJICOTUIOB
Ha3bIBACTCS CHHOHMMMYECKOM. VX yacToTa okoio 25% OT Bcex 3aME€H HYKJICOTH/IOB.
Ecnu e cMmpIC KOJOHA MEHSIETCS, OH HAYMHAET KOJAUPOBATh IPYTYH0 aMUHOKHUCIIOTY,
TO 3aM€Ha Ha3bIBaeTCs MUCEHC-MyTanuen. X yactoTta okono 70%.

B cimyyae muceHc-MyTauuu Mpu TPAHCISLUM B MENTH OyJeT BKIIOYEHA HE Ta
aMHUHOKHCIJIOTA, B pE3yJbTAaT€ 4YEro €ro CBOMCTBa wu3MeHATcs. Hanmpumep, mnpu
CEepHOBUIHO-KJIETOYHON aHEeMHH B O€JIKe 3aMEHEHa JIMIb OJIHA AMUHOKHCIIOTa —
[IyTaMUH Ha BAJIMH.

Toueunass wmyTanus MOXET OBITH TaKOW, 4YTO HA MECT€ KOIUPYIOIIETro
aMUHOKHCJIOTY KOJ0Ha BOo3HHMKaeT ctomn-kKojoH (YAI, YAA, YI'A), npepsiBaroiinii
(TEpMUHUPYIONIUI) TPAHCISIUIO. JTO HOHCEHC-MyTanuu. MHorma ObiBaloT U
oOpaTHbI€ 3aMEHBI, KOTJ]a Ha MECTE CTOI-KOJJOHA BO3HUKAET CMbICIOBOMU. [Ipu moboii
noJ0OHOW TEeHHOM MyTaluu (QyHKIMOHAIBHBIM OCJIOK YK€ HE MOXET ObITh
CUHTE3UPOBaH.

OTHOCUTENIBHO HEJIABHO CTAJIA BBIIENATH €IIE€ OJHY IPYIIy T€HHBIX MyTalHUi HA
OCHOBE OOILTHOCTH MOJIEKYJISIPHOTO MEXaHU3Ma, COCTOSIIETO B IPOIPECCUBHOM POCTE
yucia (3KCMAaHCHM) TPUHYKIICOTUHBIX TaHJIEMHBIX MOBTOPOB B PETYJISITOPHOU WIIU
CMBICJIOBOM YaCTH I'€HA.

l'ennple MyTamuum y dYellOBEKa SBISIOTCS TMPUYMHAMH MHOTHUX  (opm
HACJIEICTBEHHOW mMaToyioruu. B HacTosimee Bpems ommcano Oonee 3 ThICAY TaKuX
HACJIEJICTBEHHBIX OoJie3Hel. DepMEeHTONaTHs SBIISIETCS CAMBIM YaCThIM MPOSIBIICHUEM



reHHBIX OoJsie3Hel. Takyke MyTalluu, BHI3BIBAIONIUE HACTIEACTBEHHBIC OOJIE3HH, MOTYT
3aTparuBaTh  CTPYKTYpHBIE,  TPAHCIOPTHBIE W  JOMOpUOHAIBbHBICE  OCJKH.
[Taronornueckue MyTalu MOTYT PEaIM30BbIBATLCSA B pa3Hble MEPUOAbl OHTOTECHE3A.
Bonbmas wacte mx mposBiIseTCS BHYTpUYTpoOHO (1m0 25% Bceil HaciIeICTBEHHOM
aToJIOrTMH) M B gomybepratHoM Bo3pacte (45%). Oxono 25% IaToJorHYecKux
MyTaliid TPOSIBISIOTCA B MyOepTaTHOM M IOHOIIECKOM Bo3pacte, u junib 10%
MOHOT'E€HHBIX OOJIe3HEH pa3BHBalOTCSI B Bo3pacte crapmie 20 jeT. BoJabIMHCTBO
TE€HHBIX MaTOJIOTUM 00yCJIOBJIEHO MYTAaIUsIMH B CTPYKTYPHBIX T'€HaX,
OCYULIECTBJISIOLIMX CBOIO (DYHKIIMIO Y€PE3 CUHTE3 MOJUIENTUAOB - OCIKOB.

Jlrobast myTalus reHa BeJeT K U3BMEHEHHUIO CTPYKTYphl WIIM KoJimdecTBa Oenka. B
pe3yJibTarte MyTalMd TIE€Ha Ha MOJEKYJSPHOM YPOBHE BO3MOXKHBI CIEIYIOLINE
BApUAHTHI:

- CHHTE3 aHOMAaJLHOTO O€elKa;

- BBIpa00OTKa U30BITOYHOTO KOJMYECTBA TEHHOTO MPOIYKTA;

- OTCYTCTBHE BBIPAOOTKHU IEPBUYHOTO MPOAYKTA;

- BBIpa0OTKa YMEHBIIIEHHOTO KOJIMYECTBA HOPMAJIHLHOTO TIEPBUYHOTO MPOTYKTA.

BcraBka iy BbINajieHWE HYKJICOTHAHBIX MAap MOXKET MPOU30MTU B CIEICTBUE
BO3JICUCTBUSI ONPEJEICHHBIX XMMHUYECKHX BEIIECTB, KOTOpbIE JI€POPMUPYIOT
neoiinyto cnupans JHK. PenrrenoBckoe oOnydyeHHe MOXET NPUBOAMTH K
BBINAICHUIO, T. €. JCJICLIUH, y4acTKa C OOIBbIIMM KOJIUYECTBOM Nap HYKJIEOTHIOB.

BcTraBku Hepenku mpu BKIIOUYEHUH B HYKJICOTHIHYIO MOCIEI0BATEIbHOCTh TaK
Ha3bIBAEMBIX MOJIBM)KHBIX TEHETHYECKUX DJIEMEHTOB, KOTOPHIE MOTYT MEHSTh CBOE
MOJIOKEHHE.

K reHHbIM MyTanusiM MPUBOJUT HEPaBHBIA KpPOCCHMHTOBep. Yaie Bcero oH
IPOUCXOJIUT B TEX YUACTKAX XPOMOCOM, TJI€ JIOKATU3YIOTCS HECKOJIBKO KOIUMA OJTHOTO
U TOro ke rexa. [Ipu 3ToM KpOCCUHTOBEP MPOUCXOJUT TaK, YTO B OJHON XPOMOCOME
BO3HUKAET JIeJICUUs] y4yacTKa. OTOT YYacTOK IEPEHOCHUTCSI Ha TOMOJOTHYHYIO
XpOMOCOMY, B KOTOPOM BO3HHMKAaeT AYIUIMKalWsa ydacTka reHa. Ecnu mpoucxomut
Jieeusl WIK BCTaBKa YUCila HYKJIEOTUI0OB HE KPAaTHOTO TPEM, TO PAMKa CUUTHIBAHUS
CIABUTAETCSI, U TPAHCIIALIMS FTEHETUUECKOTO KO 3a4acTyto ooeccMbicinuBaeTcs. Kpome
TOT0, MOXET BOBHUKHYTh HOHCEHC-TPUILIET.

He 3akaHumBasiCh Ha MOJICKYJISIPHOM YPOBHE B TMEPBUYHBIX 3BEHbSIX, MATOTCHE3
TeHHBIX 00JIe3HEeN MPOJ0JKAETCS Ha KIETOYHOM ypoBHe. [Ipu pa3nuuHbix 6oJie3HsIX
TOYKOW MPUIIOKEHUS JACHCTBUS MYTAHTHOTO T€Ha MOTYT OBbITh KaK OTJIEJbHbIC
CTPYKTYpPBI KJIETKH - IU30COMBI, MEeMOpaHbl, MUTOXOHJIPUH, IEPOKCUCOMBI, TaK H
OpraHbl YeJIOBEKA.

Knuanueckue mposiBiIeHHs] TeHHBIX OOJe3HEH, TSHKECTh U CKOPOCTh MX Pa3BUTHUA
3aBUCAT OT OCOOEHHOCTEW MeHOTHIIA OPraHu3Ma, BO3pacTa OOJBHOTO, YCJIOBHIA
BHEIIHEN cpenbl (NMUTaHHE, OXJIAXKIEHUE, CTPECChl, IMEPEYTOMJIEHHUE) U JPYTux
¢bakTopoB.

Oco0eHHOCTHIO TeHHBIX (KaK U BOOOIIE BCEX HACJIEICTBEHHBIX ) OOJIC3HEH SBISETCS
UX T€TePOreHHOCTh. DTO 03HAYAET, YTO OJIHO U TO k€ (DEHOTHUIMHUYECKOE MPOSBICHHUE
0one3HN MOKET OBITh OOYCJIOBJICHO MYyTallUsMH B Pa3HBIX T'€HaX WJIA Pa3HBIMH
MyTalMsSIMU BHYTpHU 0JHOTO TreHa. Hanpumep, B reHe MyKOBHUCIIU103a OMTMCAHO CBBIIIIE
200 BbI3bIBatOIIMX OO0JIE3HH MyTauuid. A MyTauuu B pa3HbiX yacTsax RET-onkorena


https://ru.wikipedia.org/wiki/%D0%9C%D1%83%D1%82%D0%B0%D1%86%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD
https://ru.wikipedia.org/wiki/%D0%91%D0%B5%D0%BB%D0%BA%D0%B8
https://ru.wikipedia.org/wiki/%D0%9B%D0%B8%D0%B7%D0%BE%D1%81%D0%BE%D0%BC%D0%B0
https://ru.wikipedia.org/wiki/%D0%9C%D0%B8%D1%82%D0%BE%D1%85%D0%BE%D0%BD%D0%B4%D1%80%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%9F%D0%B5%D1%80%D0%BE%D0%BA%D1%81%D0%B8%D1%81%D0%BE%D0%BC%D0%B0
https://ru.wikipedia.org/wiki/%D0%93%D0%B5%D0%BD%D0%BE%D1%82%D0%B8%D0%BF
https://ru.wikipedia.org/wiki/%D0%9D%D0%B0%D1%81%D0%BB%D0%B5%D0%B4%D1%81%D1%82%D0%B2%D0%B5%D0%BD%D0%BD%D1%8B%D0%B5_%D0%B7%D0%B0%D0%B1%D0%BE%D0%BB%D0%B5%D0%B2%D0%B0%D0%BD%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%A4%D0%B5%D0%BD%D0%BE%D1%82%D0%B8%D0%BF

BeAyT K 4 KIWHWUYECKM Pa3HbIM HACIEJICTBEHHbIM OoJe3HsaM. Bmepsbie
reTepOreHHOCTh HACJIEICTBEHHBIX Ooiie3Hell Obuia BoisiBieHa C. H. JlaBuieHKOBBIM B
1934 r.

OOmrasi yacToTa TeHHBIX OOJIe3HEW B momynsiuu coctaBiser 1-2 %. YciaoBHO
YaCTOTY T€HHBIX OOJI€3HEW CUMTAIOT BHICOKOM, €CIIM OHA BCTPEYAETCsl ¢ 4acToTou 1
cayyaid Ha 1000 HoBOpoOXAeHHBIX, cpeaneit - 1 Ha 10000 - 40000 u nanee - HU3KOM.

K reHHpiM 00JI€3HSIM y YEJOBEKa OTHOCSTCS MHOTOYHMCICHHbIE 00J€3HH 0OMEeHa
BemectB. OHM MOTYT OBITH CBSI3aHBI C HapylIeHHWEM OOMEHa yIJIEBOJIOB
(rajmakTo3emMusi), JTUIN]I0B (6ome3Hb Humanna-Iluxka, 00J1e3Hb ["omre),
CTEpOUJIOB, ITYPUHOB U MUPUMHUIUHOB (Tojarpa), OunupyonHa, MetauioB (00Je3Hb
KonoBanoBa-Bunscona) u ap. Kpome Toro, 3mech ke BCTpedaroTCcsi O0OJIE3HU
HapylIeHus: oOOMeHa COeAMHUTENbHON TKaHu (cuHapoM Mapdana,), MyKOBUCIIUAO03,
HEIMEPEHOCUMOCTD JIAKTO3bI U T.I.

XpoMOCOMHBbIE€ MYTAIMH (XPOMOCOMHBIE a0eppalin) — 3BMEHEHHE IIeJIOCTHOCTH
xpoMmocoM. Hapymienue xoma KpoCCHHTOBepa MPUBOIUT K 0OPAa30BAHHMIO HOBBIX 10
TEHHOMY COCTaBY TPYIII CUEIJICHUS, XapaKTEPU3YIOIIMXCs T100 yTpaToi (aenerus),
100 yIBOCHUEM (IYTUIMKAIIUS ) OMPEACIEHHBIX caiToB. Jlenernus kopoTkoro mieyda 2 1
XPOMOCOMBI MPUBOJUT K XPOHUYECKOMY MHeNoelko3y. McciaeqoBannbie aenenuu
pPEIAKO 3aXBaThIBACT MPOTSIKEHHBIE YYACTKHM XPOMOCOM, OOBIYHO Takue adeppaiuu
aetayibHbl. CaMbIM XOpOILIO U3YYEHHBIM 3a00J€BaHUEM, 00YCIOBICHHBIM JEeIHe,
SABJISIETCSA CUHIPOM KOIIIAYbETo KpUKa, onrucanHblii B 1963 rony /Ixepomom JlexeHnom.
B ero ocHoBe JieKUT Jenerusi HeOOJIbIIOT0 y4acTKa KOPOTKOIO Miieda 5 XpOMOCOMBI.
Jlyist GOJIbHBIX XapakTepeH psi OTKIOHEHUH OT HOPMBI: HapylleHue (yHKIH
CEPJIEYHO-COCYIUCTON, TUIIEBAPUTEIILHON CHUCTEM, HEAOpa3BUTHE TOpTaHU (C
XapaKTEepHbIM KPUKOM, HAIIOMUHAIOIIMM KOIlaybe MsSyKaHbe), oOllee OTCTaBaHHUE
Pa3BUTHS, YMCTBEHHAsI OTCTAIOCTh, TYHOOOPA3HOE JIUIIO C MIUPOKO PACCTAaBICHHBIMU
rinazamu. Cunapom Betpeuaercs y 1 HoBopoxaenHoro u3 50000. dpyroii untepecHoin
nenenuen sSBiseTcs aenenus B reue, kogupytomeM perentop CCRS. Drot peuentop
UCIIOJIB3YETCSl BUpycOoM HMMyHoAedunuta denoBeka (BUY) mns pacno3HaBaHus
cBoelt e — T-nmumdonutos. [Ipoaykra rena ¢ neneuueit nonyunn Hazpanue CCRS-
A32, stor Bapuant CCRS He y3nHaercas BUY, u Hocutenu Takoir mytamuu k BUY
HeBocnpuuMuKBEl (3T0 Topsiaka 10 % eBpomnelinieB). CoBpeMEHHBIE METOIbI
BBISIBJICHUSI ~ XPOMOCOMHBIX  HAapyIIeHUM, TMpexae Bcero  QuiyopecueHTHas
rubpuan3anus in situ, MO3BOJWIM YCTAaHOBHUTH CBSI3b MEXAY MUKPOJETICHUSIMU
XpOMOCOM U PSAOM BPOXKIEHHBIX CUHAPOMOB. MHUKpoOJAENeUHsIMUA, B YaCTHOCTH,
o0OycCIIOBIIEHbI JaBHO omnucaHHble cuHIpoM llpanepa-Bumim. Bo3nukaer ona u3-3a
MUKpPOJIETIEHUH y4acTKa XpoMocoMbl 15. UTo mMHTEpecHO, 3Ta XpOMOCOMa JIOJHKHA
OBITh 0053aTENbHO TOJIydeHa OpraHu3MOM OT OTHa. B pesysnbTaTe MUKpOAENIenuu
3aTPOHYTHIMU OKa3bIBAIOTCS 12 TEHOB. Y OOJBHBIX C ATUM CHHAPOMOM OTMEUYAIOTCS
YMCTBEHHAsI OTCTaJIOCTh, O)KHPEHUE, & TAKKE€ Y HUX OOBIYHO MaJCHBKHE CTOIBI U
kuctu pyk.Eme omHUM mpuMepoM TaKMX XPOMOCOMHBIX O0Je3HEH MOXKET CIY>KUTh
cungpom Coroca. IlpoucxoauT MuUKpojeNenuss Ha y4acTKe JJIMHHOTO IUieya
xpoMocoMmbl 5. KiMHHMueckass KapTHHa 3TOr0 HACJIEACTBEHHOrO 3a00JeBaHUs
XapakTepuszyeTcsi ObICTPhIM POCTOM, YBEIMYEHUEM B pazmMepax KHCTEH pyK W CTOIl,
HaJIMYKEM BBIITYKJIOTO J10a, HEKOTOPOU 3a1epKKOM MCUXUYEeCcKoro pazsurus. Yactora
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https://ru.wikipedia.org/wiki/%D0%91%D0%B8%D0%BB%D0%B8%D1%80%D1%83%D0%B1%D0%B8%D0%BD

BCTPEUYAEMOCTH 3TOT0 CHUHAPOMA HE YCTAaHOBJIEHA.XpPOMOCOMHBIE MYTAllMU, TOYHEE,
MUKpOJIeTIEHUH Ha yyacTKax 13 u 15 xpoMocoM, BBI3BIBAIOT COOTBETCTBEHHO OITYXOJIb
Bunbmca u perun6macromy. Omyxons BunmbMca - 3T0 pak modek, KOTOPbIid BOZHUKAET
NPEUMYIIECTBEHHO Yy jeTeil. PernHoOmacroMa - 3TO 3J0KaYeCTBEHHAs OITyXOJib
CEeTYaTKH, KOTOpasi TaKXKE€ BCTpPEYaeTcss y AeTeil. DTu 3abojieBaHUs JieyaTcs, €CIU
JTMAarHOCTUKA WX MPOBEJCHA HAa PaHHUX CTaAUsIX. B HEKOTOphIX ciydasx Bpayu
npuoOeraroT K 0epaTUBHOMY BMEIIATEIbCTBY.

B 1970 rony Cycymo OHo B MoHOTpaduu « IBOTIONUS MTyTEM AYTUIMKAIIUA T€HOBY
pa3zpaboTain runore3y o0 SBOJIOIMOHHON POIU AYTUIUKAIIUNA, TOCTABIISIIONIUX HOBBIE
T'eHbI, HE 3aTparuBasi Ipu 3ToM QYHKIHI UCXOIHBIX TeHOB. B monb3y 3Toi uaeu
TOBOPUT OJIM30CTh Psifia TEHOB M0 HYKJIEOTUIHOMY COCTaBY, KOJUPYIOIINX Pa3HbIE
IPOIYKThI. DTO TPUIICUH U XEMOTPHUIICUH, T€MOTJIOONMH U MUOTJIOOUH U Pl APYTUX
OEJIKOB.

NHorga HapylieHue CTPYKTYpPHOM ILIEJIOCTHOCTH XPOMOCOMBI COMNPOBOKIAETCS
IIOBOPOTOM y4acTKa MeXAy AByMs paspeiBamu Ha 180° ¢ mocnemyromum
BCTpAaMBaHUEM HTOTO y4yacTKa B XpOMOCOMY — HHBepcusi. MHBepcus Ha JJIMHHOM
wieye 18 XxpoMOCOMBI y YETOBEKa NPOSIBIAECTCS YMEPEHHON YMCTBEHHOM OTCTAIOCTHIO
U noTepen ciyxa. Eciam ydacTok, OTHENMBIIMMCSA OT XPOMOCOMBI BCIEICTBHE €€
pas3phIBa, JIUIIEH LHEHTPOMEPHI, OH MOKET IMIPUKPENUTHCA K IPYTrOd HETOMOJIOTUYHOU
XPOMOCOME — TPAHCJOKalMs — WIM K CBOEH X€ XpOMOCOME B JPYIOM MecCTe —
TPAHCIIO3UIHS.

PenunpoxkHbie TpaHCIIOKaMM HE COMPOBOXKAAIOTCS yTPAaTOMl TI'€HETUYECKOTO
MaTepualia, uX TaKKe Ha3bIBalOT COAIIAHCUPOBAHHBIMU TPAHCIOKALMAMH, OHU, KaK
NpaBWJIO, HE MPOSBIAIOTCS (peHoTunuuecku. OAHAKO, Y HOCHUTENEH pPElUIIPOKHBIX
TPAHCIIOKAIIMM TOJIOBUHA TaMeT HecET HecOaJaHCUPOBAHHBIM T€HETHYECKHl
MaTepHall, 9YTO MPUBOJIUT K CHIDKCHHIO (PEPTHIILHOCTH, MOBBIIICHHONW BEPOSITHOCTU
CIIOHTAHHBIX BBIKUJIBIIIEH U POXKACHUS AETEN C BpOXKIAEHHBIMU aHOManuaMu. YacToTa
FETEPO3UrOT MO PEIUIPOKHBIM TPAHCIOKAIMsAM oOlleHuBaeTcss kak 1 Ha 600
CYHpY)KEeCKHUX Tap. PealbHBIH PHUCK POXJICHHS ACTeH ¢ HecOaTaHCHPOBAHHBIM
KapUOTHUIIOM OIPEAEIISICTCS XapaKTEPOM PEIUIIPOKHON TpaHCIOKAIUHU (CHeupuKOn
XpPOMOCOM, BOBJICUCHHBIX B MEPECTPOMKY, pa3MepaMH TPAHCIOLUHUPOBAHHBIX
CErMEHTOB) U MOXKeT AocTurath 40 %.

[IpuMepoM penunpoOKHON TPAHCIOKAIMU MOKET CIYXKWUTh TPaHCJIOKAIUs THUIa
«bunagennduiickas xpomocomay (Ph) mexy xpomocomamu 9 u 22. B 95 % ciyuaes
MMEHHO 3Ta MyTaluus B TE€MOIIOATUYECKHX KIIETKAX-NPEAIIECTBEHHUKAX SBISETCS
IPUYUHON XPOHUYECKOIO MHENIO0JIaCTHOTO JielKo3a. DTy mepectpoiiky onucanu I1.
Hogenn u JI. Xanrepdhopa B 1960 rony u HazBanu B yecth ropoja B CIIIA, rae oba
pabotayu. B pesynbrare stoi TpaHcinokanuu TeH ABLI w3 xpomocombr 9
o0wenuusiercs ¢ renoM BCR xpomocombl 22. AKTUBHOCTh HOBOT'O XUMEPHOTO Oefka
NPUBOJUT K HEUYBCTBUTEIBHOCTH KJIETKA K BO3ACHCTBUIO (PAKTOpOB pocTa U
BbI3bIBaeT €€ OesynepkHoe jneneHue. [IpuMepHO MATh MPOIEHTOB HOCHUTENEH
cOaTaHCUPOBAHHBIX TPAHCIOKAIMI UMEIOT BPOXACHHBIC aHOMAJINHN PAa3BUTHS H/WIIA
3aJIEP’KKY pa3BUTHS, IPUUYEM B MOJOBUHE TAKUX CIy4aeB HAOIIOMAETCS YMCTBEHHAs
OTCTaJIOCTh. Yallle BCEro maToJIOrusi CBsi3aHa C TEM, YTO TOYKA pa3pbiBa HAXOJUTCS
BHYTPHU T€HAa WJIM BHYTPU €T0 PETYJSITOPHBIX MOCIEIOBATEIBHOCTEH. AHOMAaIbHBIN



dbenoTun MoxkeT GOPMUPOBATHCS TAKKE 33 CUET U3MEHEHUSI SKCIIPECCHH T'eHa 3a CUéT
TaK Ha3bIBaeMOro 3P ¢eKTa MmoaoKeHu .

Ocobast kareropusi XpPOMOCOMHBIX MyTalMii — aleppanuu, CBS3aHHBIE C
LHEHTPUUYECKUM CIUSIHUEM WM pa3[eieHuEeM XpoMocoM. B Takux ciyyasx [Be
HETOMOJIOTUYHBIC XPOMOCOMBI «OOBEHMHSIIOTCS» B OJHY — pPOOEPTCOHOBCKAS
TPaHCJIOKAIIMS, WK U3 OJHOW XpOMOCOMBI 00pa3yroTcs ABE CaMOCTOATENIbHBIX. Kak u
JIpyrue XpOMOCOMHBIE abeppaluu, TPAHCIOKAIMU HMMEIOT OOJbIIOE 3HAYCHHUE MpHU
OeCrIoiuM, BPOXKIEHHBIX HACJICACTBEHHBIX TATOJIOTUAX U  OHKOJOTHYECKUX
3aboneBanusx. Tak, HarpuMep, pooepTcoHoBcKas TpaHciaokanus der (13;14) sBnsercs
OJIHOM U3 HamboJiee YacTO BCTPEYAIOUIUXCS BPOXKIACHHBIX aHOMAIN yenoBeka. [Ipu
3TOM (PEHOTUITUYECKU €€ HOCUTEIH SBJISIFOTCS 3JI0POBBIMH, HO MOTYT UMETh MPOOIJIEMBI
C PenpOYKTUBHON (DYHKITHEH.

bonee 500 wW3BEeCTHBIX  TpaHCIOKAMA  CHeNU(UUECKH  CBS3aHBI  CO
3JI0Ka4Y€CTBEHHBIMU HOBOOOpa3oBaHusiMH. [1epBoii Takoi 0OHapYyKEHHON aHOMAaHEH
Obma ¢unanenbduiickas XpoMocoma, Kotopas ompenenser 1m0 95 % ciayuaes
XPOHUYECKOTO MHEIIONICHK03a W OONBIIMHCTBO CIIy4aeB OCTPOro JIMMQOOIaCTHOTO
JIENKO3a.

B MemuuuHCKON TreHeTHKe I8 OO0O3HAYEHMS] TPAHCIOKALMUM UCIOIb3YIOT
MexayHapoAHYI0 CHUCTEMY IO IUTOr€HETUYeCKo HoMeHkiaType uenoBeka (The
International System for Human Cytogenetic Nomenclature — ISCN). 3amuchk
t(A;B)(p1;q2) o603HauaeT TpaHCIOKaLUIO MEXIY XxpoMocomamu A u B. Mnpopmanus
BO BTOPBIX CKOOKax Ma€Tcs JOMOTHUTENBHO JUISl IOKAIU3AlMK TOUYEK pa3phiBa BHYTPU
XpoMocoMbl A 1 B cooTBeTcTBEHHO. byKBa p 03HauaeT KOPOTKOE MJIEUO XPOMOCOMBI,
OykBa (q — JJUHHOE IUIe40o, HUGPHI TOCIEe p U ( OTHOCATCA K HyMepaluu
XpOMOCOMHBIX 03HI0B. Jlnsi PoOEpTCOHOBCKHUX TpaHCIOKALMWA HCIHOJIb3YETCs
cokpamenue der uinu rob, Hanpumep, der(13;14)(q10;q10) wmm rob(13;14)(q10;q10)

st BBISBICHUST XPOMOCOMHBIX —abOeppaiuii  UCHOJIB3YIOTCSl  CIIEIHUATbHBIC
MOJIEKYJISIDHO-TEHETUYECKHE W UUTOrE€HEeTUYeCKue MeToAsl. B mnpenaTtanbHOI
JMAarHOCTUKE aHaJlU3 MEPECTPOCK MNPOBOJAAT ¢ momolblo G-03HAMHTa (METO.
g GepeHInaIbHOTO0 OKpAIIUBAaHUA XPOMOCOM) B MeTa(a3zHOW CTaauH JIeICHHUS
KJICTKH.

'eHOMHBIe MYTAUMM TPEACTABICHbl M3MEHEHHEM 4YHClia XPOMOCOM B
TEHETUYECKOM armapare. BelIensoT NOJUILIONIUI0 — YBEJIMUYEHHUE YHCIa XPOMOCOM
KpaTHOE rarjiouHoOMy HaOopy. Y uejoBeKa OMUCAaHbl T€HOMHBIE MyTallUH MO THUITY
NOJIMIJIONIUM, KOTOpbIE Yalle HaOMoAarTcs y abOpTUPOBAHHBIX SMOPHUOHOB U
MEPTBOPOXKAEHHBIX. AHIYIUIOMAUS — BTOPOW THUI TEHOMHBIX MyTauuid. Cpenu
MyTalWid TaKOro POJa BBIAEISIOT MOHOCOMHUIO — YMEHbBIIIEHUE YHCIIa TOMOJOTUYHBIX
XpPOMOCOM KOHKPETHOM Mapbl B JUIUIOUIHOM HaboOpe ¢ ABYX [0 OJHOM; TPUCOMHUIO,
MOJINCOMUIO — YBEJIMUEHUE YUCIIA IO TPEX U Oosiee.

HaunGonee yacTo BcTpedyaronumMucs y 4eJI0BeKa TPUCOMUSIMU SIBIISTFOTCSL:

- Cunapowm Ilatay (Tpucomus mo 13-it xpomocome) — BcTpeuaercs ¢ yactotoi 1:6000.
JleTn ¢ 3TUM CHUHAPOMOM POKJAIOTCS C MAacCOil Tejla HUXKE HOPMbI, HAOIIOAI0TCs
HapylLeHue pa3Butus pazanusbix otaenoB [IHC, ymepenHas mukpornedanus, HU3KHi
CKOILICHHBIA JIOO, CYXXEHHbIC TJIa3Hble WIEAH, MHUKPOPTaIbMHUS, IOMYTHEHHE
POTOBHUIIBI, TIe(POPMUPOBAHHBIC YIIIHBIE PAKOBUHBI, paciienHa BepXHei ryosl u HeOa,




KOpOTKa I11es. B COBOKYIHOCTH C 3TUMHM CHMIITOMAaMH HaOJIIOJIAl0TCS €Ille U MOPOKU
cepLa, MaToJIOrMYeCKNE N3MEHEHUS MOKEITYJOUYHOM KEJIE3bl, YBEIINYEHUE MTOUEK U
KHUCTBI B KOPKOBOM CJIO€ MO3ra.
- Cunapom Opnpapnca (Tpucomusi 18- XpOMOCOMBI) — BCTpPEYAETCS C YacCTOTOM
npuMepHo 1:7000. Takue neTu poKIarOTCS Yalle BCETO y KEHIUUH crapie 45 neT. Y
JI€BOYEK ATOT CHHIPOM BCTPEYAETCS 3HAUMTEIBHO Yalle, YeM y Majb4uKoOB. Jletu
POXKAAIOTCS ¢ HU3KUM BecOM (MeHblIe 2 Kr), (eHOTUIIHYECKUE MPOSIBICHUS, Kak
OTMEUAIOT yY€HbIE, Pa3HOOOPa3HbI Yallle BCEro BCTPEUYAIOTCS aHOMAJIUA MO3TOBOIO U
JUIEBOTO OTAENOB dYepena. HIKHSAS 4emocTb M pPOTOBOE OTBEPCTHUE MaJIEHBKHE,
[JIa3HbIE IIENMM Y3KHE W KOPOTKHE, YIIHbIE PAaKOBUHBI JAeQOPMUPOBAHBI U
pacmoioKeHbl OYEHb HU3KO, MOYKA yXa U (MJIHM) KO3EJIOK OTCYTCTBYIOT, HAPY>KHBIHI
CIIyXOBOM TIPOXOJ MOXET OTCYTCTBOBaTh, IpyAHas KJIETKAa IIUPE MU KOpOUYe
HOPMAaJIbHOM, M3-3a 4Yero JIbIXaHue MOKeT ObITh 3arpynHeHo. B 80 % ciyuaes
HaOJI0JAI0TCS aHOMAJIMKM CTOIBL: IMATKA PE3KO BBICTYIAET Ha3al, CBOJ IPOBHUCAET,
OOJNBIION TaNen yAJWHEH W YTONIEeH. Tak jke HaONIoJaloTcs pacCTpOMCTBa
(yHKUMOHUPOBaHUS OONBIIMHCTBA BHYTPEHHUX OPraHOB. 3a CUET ATUX TAKEIBIX
HapyuieHui okono 60 % aerelt ymuparoT B Bo3pacte 110 3 JieT.
- Cungpom Jlayna (tpucomusi o 21 xpomocome) — camasi 4acTO BCTpeuaromiasics
dbopmMa XpOMOCOMHOM TMAaToOJIOTUM Yy 4YesloBeka, ee uactora 1:760. Ins OonbHBIX
XapaKTepHbl: OKpyrias (opMa TOJOBBI, C YIUIOIIEHHBIM 3aTbUIKOM, Y3KUH J00,
MIMPOKOE IJIOCKOE JIMIIO, 3alaBllas COMHKA HOCa, KOCOM MOHTOJIOMIHBIA pa3pes
TJIa3HBIX LIEJICH, CBETIIbIC MSITHA HA PAAY>KKe TJla3a, TOJICThIE TYObl, OOJBIION S3BIK C
IpOSIBJICHHUEM O00po3ll, MaJeHbKHEe, OKPYIIOoH (OpPMBI PACIOJIOKEHHbIE HIKE
MOJIOKEHHOTO YIIIHbIE pakoBUHBL. HaOmromaeTcss HeAOpa3BUTHE HIKHEW YeTOCTH
roTUYECKOe TBepJoe HeOO, IMHHAs IIesi, MOpaKEeHbl Yalle BCEro CepAedHO-
cocyaucras cucrema, nuuieBapeHue. Kpome Bcero  BBILIENIEPEUYUCIEHHOIO
HAOJIIOTAOTCSl CTOMKNE UHTEIICKTYalIbHBIC HAPYIIICHUS.
CHHIpOMBI, OTHOCAIIMECS K MOHOCOMUMU:
- cuHapoMm Jlexena (moHocomusi 18-if Xxpomocomsbl). [l HEro xapakTepHbI
OeITKOBOPHEpPreTUYeCcKass HEAOCTAaTOYHOCTh, MHKpouedaius, YIUIOMIEHHE CHUHKU
HOCa, IITyOOKO MOCa)XEHbl IJla3a, MOPOKM BHYTPEHHUX OPraHOB, 3aTParvuBarollne
CEPJIEYHO-COCYAUCTYIO CUCTEMY, IOPOKH MOYEK BILIOTh JJO OTCYTCTBHS OJHOU U3 HUX,
[ATOJIOTHSI JKETYI0YHOT0 TPAKTA.
- cunapom [llepemeBckoro-Tepuepa (MoHOcOMUS X-XpoOMOCOMBI). KimHuueckumu
npuzHakamu  cuHapoma  IllepemeBckoro-TépHepa  ciy’)kaT  HU3KOPOCIOCTb,
runoronaausM, nopoku pazsurus (BIIC, nonkoBoobOpasas mouyka, Kocoriiasue u jap.),
aumdocTas, aegopMaius CycTaBOB, KPbUIOBUAHBIC CKIAAKKA KOXHU Ha mee u ap. C
cungpomom lllepemeBckoro-Tepuepa poxkaaercs 1 n3 3000 HOBOPOKAECHHBIX, OJTHAKO
UCTUHHAS TOMYJISIIMOHHAS YacToTa 3a00JIeBaHUS HEU3BECTHA, MOCKOJIBKY HEPEIKO
IIPOUCXOJIUT CAMOIIPOM3BOJIBLHOE TpEepbIBaHWE OEPEMEHHOCTH HA PAaHHUX CPOKax.
Cunnpom TépHepa B mogaBIsfoieM OONBIIMHCTBE CITy4aeB BCTPEUYALCTCS Y JACBOYEK,
KpaiiHe peJIko HaOJII0AaeTCsl y MaJIbYUKOB.

3ajaun U METO/Ibl COBPEMEHHOW MOJIEKYJISIPHON OMOJIOrMHU U MEULIMHBI HAIIPABJICH
HE TOJIbKO Ha PaHHEE BBISBIECHUE U MPEIyNPEKICHUE HACIEACTBEHHBIX 3a00J€BaHUM
U TeHETUYECKUX aHOMAJIMM, HO U HAa PAHHIOIO JMATHOCTUKY MYJIbTU(DAKTOPHUATBLHBIX



3a00sIeBaHUM. MynbTudakropuaibHbie 3a0oneBaHus (HacnenCTBEHHO
IpeapacloNokKeHHbIE, MHOTO(GaKTOpHbIE) - 3TO OOJbIlas U HO30JOTHYECKU
pa3HooOpa3Hasi  rpymmna  Oosie3Hel,  pa3BUTUE  KOTOPBIX  ONpEAesieTCs
B3aMMOJCHCTBHEM ONPEICICHHBIX HACIEICTBEHHBIX (DAaKTOpPOB (MyTauui WiIH
codeTaHui ajuieneit) u paxKTopoB cpeibl. DTHOJIOTHUS U MMATOTEeHEe3 JIaHHBIX 00JIe3Hel
CJIOXHBI, MHOTOCTYIIEHYaThl 1 BO MHOT'OM €IlI€ HESACHBI M, €CTECTBEHHO, pa3HbIE IS
Kaxaou O0ose3nn. [Ipu MynbTudaKTOpHUaIbHBIX 00JE3HAX BAXKHYIO POJIb UTPACT Kak
HOCHUTEJIbCTBO «ajlleleil pucka», TaK M HaJIM4YME MPOBOLMPYIOMUX (AKTOPOB.
3a001eBalOT HE BCE HOCUTEININ «AJIJIENIEd PUCKa», a T€, Y KOro BPEeAHbIE JJIsl TaHHOTO
UHAMBUIYYMa (DaKTOphl HAKIAJBIBAIOTCS HA TMpepacrojiaraloluii reHeTUYeCKH
¢oH. MynbTudakTopHbIMU reHEeTHYECKUMU 3a00JIeBaHUSIMU CTpajaer
npubnuszurensHo 10 % nacenenus. K HuUM oTHocuTca camasi OoJiblliasg TCpyIina
MaTOJIOTWA: A3BEHHas OOJIe3Hb OKEIyJIKa W JABCHAAIATUNEPCTHOW  KHUIIKH,
OpoHXHMaJIbHAsI aCTMa, CaXapHbIN AuadeT, MU30PPEeHHs], SMUIIETICUS, aTEPOCKIIEPO3 U
MHOTHE JpyTHeE.

Onno w3 wHambonee W3BECTHBIX MYJIbTU(AKTOPHATBHBIX 3a00NeBaHU —
OponxuanbHass actma. OCHOBHBIE mpefapacnoyaramomue ¢GakTopbl - aTomus u
TUIEPPEAKTUBHOCT OpPOHXOB - T'€HETHYECKH 00yciioBieHbl. IlocnenHue naHHBIE
CBUJIETENBCTBYIOT O TOM, YTO TPH IPYIIIbI IPU3HAKOB (YpoBeHb crienuduueckoro IgE,
ypoBeHb o601ero IgE u Hanmuuue OpoHXHATbHON TMIIEPPEAKTUBHOCTH) HACIEAYIOTCS
HE3aBUCUMO JIpYT OT Jpyra. ['eHbl, npegonpeaensonme npoayKIuio crenn@uueckux
IgE, nokanu3oBanbl Ha KOpoTKOoM 1iede 11 xpomocomsl (11q13), cBsA3aHbI ¢ ajutensIMu
I xmacca HLA. Kourtposnps 6a3anpHOro ypoBHs obOmiero IgE ocymecTtBiasercs
KJIACTEPOM TEHOB JUIMHHOrO 1uwieda S5 xpomocombl (5q31.1). bponxuanbhas
TUIEPPEAKTUBHOCTh CBSI3aHA C TEHETUYECKMMM MapKepaMH TOTO € CEerMeHTa
(5g31.1- q33). Ha 5ToM ke y4acTKe pacloJIOXKEHbI reHbl uHTepiieukuHoB (IL-4,IL- 9
U Jp.), aKTUBUPYIOIIUX TYYHbIE KJIETKH, I'€H, KOAUPYOIHi [B2-aapeHopeuentop.
Kaxxapiii u3 renetTrnueckux GakTopoB MPEAPACIIONOKEHHOCTH MOBBIIIAET BEPOSITHOCTD
3a001€eBaHUsl aCTMOM, a UX KOMOMHAIUsSI MPUBOAUT K BHICOKOMY PHUCKY peaiu3aliu
00JIe3HH TIpM MHUHUMAJIBHOM yd4acTHMH (aKTOpOB BHeEIIHeW cpeasl. Haumboree
3HAUMMbIE W3 HUX - TATOJOTMYECKOE TEYEHHWE BHYTPUYTPOOHOro mepuoa,
HEJOHOIIEHHOCTbh, HEPAILIMOHATILHOE MTUTAHKE, TOJUTIOTAaHThI U TabauHbii a6iM, OPBU.

B psine ciiyqaeB cBoeBpeMEHHOE MU3MEHEHHE 00pasa KU3HH, COOJIIOICHUE TUETHI
win npueM ($apMakoIOTHYECKUX MPEnapaToB TMO3BOJIAET MPEIOTBPATHTH WIIH
CYILLECTBEHHO CHU3UTh TXKECTh MHOTO()aKTOPHOI0 3a00JIeBaHusl. Y YUTHIBas TO, UTO B
pa3BUTHE MYJIbTH(PAKTOPHAIBHBIX 3a00JI€BaHUM, KaK MPABHUIIO, BHOCAT BKJIAJ Cpa3y
HECKOJIBKO TI€HOB, HEOOXOJIMMO MCCIIEJOBaTh COBOKYIMHOCTh T'€HETHYECKHUX
noJIuMOp(U3MOB, OOBEAMHEHHBIX B TCHHYIO CETh.

HNHTepecHo, 4TO Ha ypOBHE NOMYJISLUNA UHTEHCUBHOCTh MyTallMOHHOIO IpoIiecca
NOJAJIEP)KUBAETCS HA YPOBHE, HE BBI3BIBAIOLIEM KAaTaCTPO(PUUYECKOIO CHUKEHUS
KU3HECTIOCOOHOCTM BHUAAa. BakHas pojib B OrpaHMYEHUU HEOJArONPHUSTHBIX
NOCJICACTBUA  MyTallMid  NPUHAUICKUT AHTUMYTAUNMOHHBIM __ MeXaHH3MaM,
BO3HUKIIMM B »Bomonuu. Peub  wumaer, Bo-mepBbIX, 00 0COOEHHOCTSIX
¢bynkunonuposanus JIHK-nonumepassl, orOuparomieii TpeOyeMble HYKICOTHIIBI B
npouecce permmkanuu JHK, a Takke ocymiecTBIsIONEH CaMOKOPPEKIUIO MpU




oOpazoBanuu HOBO# e JIHK Hapsay ¢ penaktupyromieit sHa0HyKiIea3oi. bombinoe
3HAYEHHUE CpPEeAU AHTUMYTAUMOHHBIX MEXaHU3MOB IIPUHAICKUT BBIPOKICHHOCTH
TF€HETUYECKOro Koa. TpHUIIETHOCTh OMOJIOTMYECKOT0 KO I0ITyCKAeT MUHUMAJIbHOE
YHUCIIO0 3aMEH BHYTPH TPHUILIETA, BEIyIIUX K MCKakeHUI0 mHpopmanuu. Tak, 64%
3aMEH TPEThEr0 HYKJIEOTHIA B TPUIUIETaX HE JAE€T HW3MEHEHHS UX CMBICIOBOIO
3HaueHus1. dakTopoMm 3amMTBI TPOTUB HEOJATOMPUSATHBIX MOCIEACTBUNA TEHHBIX
MyTallMi CIYKUT MAPHOCTH XPOMOCOM B JMUIUIOMIHOM KapUOTHUIIE COMATHUYECKHX
KJIETOK dykapuoT. llapHocTh aneneil T€HOB NPEmsITCTBYET (HEHOTUIUYECKOMY
IPOSIBJIEHUIO MyTallUid, €CIM OHM MMEIOT PELECCUBHBIN Xapakrtep. OnpeneneHHblin
BKJIaJI B CHM)KCHUE BPEAHBIX IIOCIEACTBUM T'E€HHBIX MYTAlMil BHOCHUT SIBJICHHUE
AKCTPAKONMPOBAHHUS T'€HOB, KOJAUPYIOIIMNX )KU3HEHHO BAKHbIE MAKpOMOJIEKYJIbl. OHO
3aKJIFOYAETCSl B HAJMYMM B TEHOTHUIIE HECKOJIBKHMX JIECSATKOB, a MHOTJA U COTEH
WJCHTUYHBIX KOIMUM Takux reHoB. lIpumepom moryrt ciyxuts rensl pPHK, TPHK,
TUCTOHOBBIX OEIIKOB, 0€3 KOTOPBIX KU3HEEATCILHOCTh 0001 KIETKH HEBO3MOXKHA.
[Ipy HaIM4KMK 3KCTPAKOIIUN MYTAIMOHHOE U3MEHEHUE B OJHOM MJIU J1aKE€ HECKOJIBKUX
OJIMHAKOBBIX F€HAX HE BEJET K KaTaCTpOPUUECKUM ISl KJIETKHU nocneactsusm. Konui,
OCTAIOIIMXCA HEU3MEHHBIMH, BIIOJHE JIOCTATOYHO, YTOOBI 00ECHEYUTh HOPMAIbHOE
¢ynkuonupoBanre. CyIIeCTBEHHOE 3HAUYEHHE HMMEET Takke (yHKIMOHATbHASL
HEPAaBHO3HAYHOCTh 3aMEH aMUHOKHCIJIOT B MOJUIENTHE. Ecin HOBasg U CMeHseMast
AMUHOKUCJIOTBI CXOJIHBI M0 (PUBUKO-XUMUYECKUM CBOIMCTBAM, U3MEHEHUSI TPETUUHOMN
CTPYKTYpbl U OHOJIOTMYECKHX CBOMCTB O€jKa HE3HAUUTENbHBbI. Tak, MYTaHTHBIC
remoryioonnbl HbS n HbC uenoBeka oTimaaroTes ot HopManbHOTO remoriioonna HbA
3aMEHOM B 6-M NOJIOKEHHUH P-1IETH [Ty TAMUHOBOM KMCJIOTHI COOTBETCTBEHHO HA BaJIMH
win u3uH. [lepBasg 3aMeHa pe3Ko M3MEHSET CBOMCTBA reMOoryioOMHa W MPUBOIUT K
Pa3BUTHIO TSKEJIOTO 3a00J€BaHUs — CEPIOBUAHO-KIETOUHON aHeMuu. [Ipu BTOpOIt
3aMeHe CBOMCTBA T€MOTI00MHA H3MEHSIOTCS B TOPa3/io MeHbIIeH ctenenu. [IpuanHoit
OTUX Pa3JIMYUM SABJISAETCS TO, YTO TJIYyTAMUHOBAs KHUCJIOTAa WU JIU3UH HPOSBIIAIOT
CXOJHBIE TUIPOQPWIbHBIE CBOWCTBA, TOTJA Kak BaJlMH — OTO TuApopoOHas
AMHUHOKHUCJIOTA

3AJAHUSA U151 TIPOBEPKU

1. YkaxuTe npaBuIibHbIC BApUAHThI OTBETA.
1.1. IToTepro 0gHON XPOMOCOMBI HA3bIBAOT:
A) HyJIMCOMUEH,

b) MoHOCOMUEH,

B) nenenueit

I') Tpucomueii

1.2. Cungpowm [ayna (47, +21) BbI3BaH:

A) TeHHOUN MyTaluen,

b) xpomocomHoi1 myTanuei

B) ansymionnuei,

I') nonumnounguei.

1.3. C nomomnipl0 HUTOT€HETUYECKOTO METOJa B COMATUYECKUX KJIETKaX MOKHO
BBISIBIISITh



A) OTKIIOHEHHUS B OMOXUMHYECKHUX ITPOIECCax,

b) rennbie MyTanuu,

B) renoMHble MyTaniuu

I') xpoMocomHbIE MyTalIUU

1.4. CxonHble KITMHUYECKUE TPOSBICHHS MPU3HAKOB 3a00JIEBaHNs1, HMEIOIINE Pa3HbIC
IPUYKUHBI BO3HUKHOBEHUS, HA3bIBAIOT:

A) T€HOKOIHUH,

b) denokonuu,

B) mopdo3s,

I') myramuu

1.5. Yame Bcero cpeau )KUBOPOKAEHHBIX C TEHOMHBIMU aAYTOCOMHBIMU MYTAlUsSIMU
BCTPEYAOTCS JAETH C:

A) HyIMCOMUEH,

b) monocomuei,

B) nonunnounaueit,

I') Tpucomueit

1.6. Inst 6onmpHBIX ¢ cunapoMoM KisiiiHpenbTepa MOKET ObITh XapaKTEePEeH T'eHOTHIL:
A) 46 XV

b) 45 XO,

B) 47 XXV,

I') 48 XXVVY

1.7. CnusgHne MJIMHHBIX IJ1€Y ABYX aKPOLIECHTPUYECKUX XPOMOCOM HAa3bIBAIOT:

A) unBepcuei,

b) Tpancno3uiuei,

B) poGepTcoHOBCKOM TpaHCIOKAIIUEH,

I') peunnpokHoil TpaHCcIOKanuen

1.8. nauBuayanpHas, HeonpeaeaeHHass U3MEHUNBOCTD - 3TO U3MEHUYHUBOCTD:

A) HacyeACTBEHHas

b) nenacnencrtBennas

B) monudukanmonnas

1.9. I'panuiel BappupOBaHus PU3HAKA B IIPEAEIax FT€HOTHUIIA:

A) HOpMa peakuuu

b) nneitorponus

B) penokonuu

I') MmogudukaonHast U3BMEHYUBOCTh

1.10. BoiGepure 3a060aeBaHus, IPUUMHON KOTOPBIX SIBJISIOTCS T€HHbIE MYTallUU:

A) cunapowm Ilaray

b) cunnpom nonucomuu X

I') penunkeronypus

J1) cepriOBUHOKIIETOYHAS aHEMUS

E) ranakro3emus

K) anpOounm3zm

2. Pemmure cuTyallMOHHBIE 3a1a49H.

2.1. B ogHOM M3 POIMIBHBIX JOMOB POIMICS PeOCHOK, Y KOTOPOTO a4 HAIIOMUHAT
MsiyKaHbe KOoTeHKa. O kakoMm cuHzapome uaer peub? Kakoi tvn myrtanun? Kakoii



METOJI JIa0OpaTOPHOW JMArHOCTHKWA HAJI0 WCIONb30BaTh JJISl TMOATBEPIKICHUS
nuarsosa?

2.2. MOHO JI1 UCIIOJIB30BaTh dKCIIPECC-TECT Ha ITOJI0BOM XPOMATHH JUJIS TMATHOCTUKHU
XPOMOCOMHBIX ayTOCOMHBIX 3a0oieBaHuii? B dWeM CymHOCTH JKCHpecc-TecTa Ha
MOJIOBOM XpOMaTUH?

2.3. IIpn JHK-nuarnoctuke rena FMRP y nanuweHTta ¢ mogo3peHueM Ha CUHAPOM
JoMKOM X-XpoMOCOMBI ObllIa 0OHapyskeHa skcnancus noiumopduoro CGG-nosTopa
HaunHas ¢ 234 mykieoruna (uuciaoMm 270 komwmit). B HOpMe mimHa moauMopdHOTO
noBTOpa Kojebsercss or 2 A0 54 HYKJICOTHAOB. 3alMIIUTE MYTAIUIO COIJIACHO
oOmenpuHsaTo HoMeHkIaType. K kakomy Tuiy myTtanuu €€ MOXKHO oTHecTu. [lpu
KaKOM YHCJIE TTOBTOPOB HE MPOUCXOIUT IKCIPECCUU MATOIOTUYECKOro (peHoTua
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