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AHHOTAIIUA
B craTpe n3110%k€eHbI OCIEICTBHS MyTallUi, TAaKKe €€ M0Jb3a U Bpel. Pacmnpenue 3HaHui o
MYTalMgX ITOMOTaeT y3HaThb U3MEHEHHE I'€HOMa, HallTH HOBbIE I'€HETUYECKUE MOAXO0Jbl U, Ooiiee
TOTO, IPEIOTBPATUTH X BO3HUKHOBeHUE. [oHATHE 0 MyTareHHBIX ()aKTOPOB U HEKOTOPHIE MOMEHTHI
BO3HUKHOBEHHE MYTallUU.

KutoueBble ciioBa: Mmyranus, MmyrareHuble aktopsl, antumyrarenes, JIHK, ren, renom, my-
TareHe3, TpaHCreHalus, TpaHcnokanus, noaumionaus, CungpomoM Jlayna, Cunapom Dpasapica,
ayronosumonausi, Cunnpomsl Ilaray, rammounus, Cunnpom KnaitHdenbrepa, rereporuionnus,
HYJJIUCOMUS, PEBEPCHUSL.

Kak u3BecTHO, OpraHusm J1r000ro *KUBOTO COCTOUT U3 KIIETOK, U B AJIpe KaXJ0i KIETKU nMe-
€TCsl O/IUH U TOT K€ CBOMCTBEHHBIN JaHHOMY OMOJIOTMYECKOMY BUAY HAOOp reHeTudeckoil uHop-
Malliu, KOTOpOe Ha3bIBaeTcs reHoMOoM. ['eHeTnueckas nH(popmals cocpeloToYeHa B XpOMOCOMaXx.
Xpomocoma MpeACTaBIsAeT CO00H MOJIEKYTy JAe30KCHpuOoHyKiIenHoBoi kucioThl (JIHK) u coctout
U3 JABYX JJIMHHBIX MMOJMHYKJICOTUIHBIX IeTeH, 3aKpyYEeHHBIX OJHA BOKPYT APYro U COeAUHEHHBIX
JPYT C IPYrOM TaK Ha3bIBAEMBbIMH BOJOPOTHBIMU CBSI3SIMH. JTa MOJIEKYJIa UMEHYETCs IBOMHON CIIu-
paJibio, €€ MO’KHO HECKOJIBKO YIPOIIEHHO MPEICTaBUTh ceOe B BUJE CKPYUEHHON BEpEBOYHOM JieCT-
Huupl. ['eH npencrasisier co60i 3JeMEHTapHYI0 eIUHUIYYy (QYHKIIMU HACIEACTBEHHOIO MaTepuana.
DT10 03Ha4aeT, uto ¢pparmMeHT Mojekyibl JIHK, cooTBeTCTBYIOMMIA OT/IEILHOMY T€HY U OTIPEICIISIO-
il 6rarosapsi couepikauieiicss B HeM OMOJOrn4eckoi HHPOpMAaIK BO3MOYKHOCTh Pa3BUTHS KOH-
KpPETHOTO MpU3HAaKa, SBJISIETCA Jajiee HeleIMMbIM B (YHKIIMOHAIBHOM OTHOIICHUH. Tak, yeroBeye-
CKUI F€HOM COCTOMT M3 23 map XpoMOCOM — B KaX/10#1 mape oJlHa XpoMOCOMa MPOUCXOIUT OT OTIIA,
npyras — ot MmaTepu. Ha XxpoMocomMe B CTpOro onpeieiaéHHbIX Y4acTKaX pacloiokKeHbl T€HbI-CBOETO
poJia eIMHUIIBI HACTIEACTBEHHOCTH, TAKXKE €CTh T€HbI KOTOPOE MOBEPraeTcsi MyTalliH.

Myranuu— 3T0 U3MEHEHHsI B HACJIEICTBEHHOM ammapaTe KJICTKU, BOZHUKIIUE MO/ IeHCTBUEM
KaKuX-1100 BHEIIHMX WJIM BHYTpeHHUX (hakTopoB. MHOrHa 3TH M3MEHEHHUs] MOTYT ObITh Oe3Bpel-
HBIMH WJIH J1a)K€ MOJIE3HBIMU JJISl OPraHu3Ma, HO MHOTHE MYTaIlui MPUBOIAT K aHOMAJIbHOMY (DYHK-
[IMOHUPOBAHUIO OJTHOTO UM HECKOJIbKUX T'€HOB, BbI3bIBas 3a00jeBaHus. Tak, Mpy reHeTUYECKUX 3a-
0oJeBaHUSAX BCE KIETKH OpraHu3Ma HECYT MYTAllMIO B TOM HJIM HHOM I'€He, a 4Yepe3 MOJOBbIE KIETKU
poauTeNneil MyTaHTHBIN T€H MOXET MepeaaTrbcss MOTOMCTBY. Toraa pedbeHok OyaeT OOJieH WM Ke
OKakeTcs HocuTeneM 3aboneBanus. [Iporiecc oOpazoBanust MyTanuii Ha3eIBaeTcst MyTarene3om. Cam
MYTalIUIO BBI3BIBAIOT MyTareHHble ()aKTOPbl KOTOPOE MOApa3enseT Ha: GU3NYECKUE, XUMHUUECKHUE U
ouonorundeckue. Guznueckre MyTareHbl — pa3IMuHbIe BUABI U3Iy4EHUH, TEMIIEpaTypa, BIaKHOCTh
u apyrue. OHU BBI3BIBAIOT HAPYIICHHS CTPYKTYPHI TEHOB M XpOMOCOM; 00pa3oBaHKe CBOOOIHBIX pa-
nuKanoB, B3anMozeicTByronux ¢ JJHK. Xumuyeckre MyrareHsl — HEKOTOpbIE JIeKapcTBa, Gopma-
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JIMH, UTIPUT, KOJIXULIMH, IUILEBbIE KOHCEPBAHTHI U ipyrue. OHU BbI3BIBAIOT J€3aMUHUPOBAHUE U AJl-
KWIMPOBAaHUE HYyKJIEOTHI0B Mouiekynsl JIHK; 3aMeHy a30THUCTBIX OCHOBAaHMM HX aHAIOTaMH
(BemrecTBaMu, MOXOKMMHU TI0 CTPOEHUIO). buosornueckue mMyrareHsl — BHPYCHI, OaKTepHUH, Ipo-
ITYKTBI METa0OIM3Ma MPOTHCTOB U reIbMUHTOB. OHM BbI3bIBaOT HapymeHus cunte3a JJHK, pacxox-
JICHUSI XpPOMOCOM M XpoMaTH/ B aHadaze Meio3a 1 MuTo3a. Pa3ingarorcsi HECKOJIBKO Pa3HOBUAHOCTH
MYTalll{, KOTOPOE KayKJblii UMEIOT CBOM 0COOBIN CBOMCTBO U XapaKTep BOZHUKHOBEHUE, IMEHHO 110
M3MEHEHUIO F€HOTUIIA MYTaIUs JAETSATCS Ha: TEHOMHBIE, XPOMOCOMHBIE U T€HHBIE.

Myranuu, cBs3aHHbIE C I3MEHEHUEM YHCIIa XpOMOCOM, Ha3bIBalOTCA FreHOMHbIMU. K HUM OT-
HOCSITCS: MOJMILIONUS U rerepo- (anesymiouaus). Opraiusmsbl, cojiepikaliue HOpMalIbHOE, IS
JAHHOTO BU/1a YUCJIO XPOMOCOM HA3bIBAIOT AYIUIOUAAMH (TpeU. «3y» — UCTUHHBIN U IIOU]] €IUHULIA).
VYBenu4yeHne yncia HabopoB XPOMOCOM TOJUIUIOUIUST MOYKET BBIPAKATHCSI B 00Pa30BaHUU TPHUILIO-
uHBIX (3n), TeTpamtonaHbIX (4n) dopm u T.4. [lomuruionapl, y KOTOPBIX HECKOJIBKO pa3 MOBTOPCH
OJIMH U TOT k€ Ha0Op XPOMOCOM, Ha3bIBAIOT ayTOMOJUILIONAHBIMU. [loUIION 16l MOTYT BO3HUKATh
IIPU CIIOHTAHHOM YJIBOEHUU XPOMOCOM B COMAaTHUYECKMX KJIETKaX, T.€. IPU PEIUIMKALUA XPOMOCOM
0€3 KJIETOYHOIO JIEJIEHHUs, a TAKKE MOYKHO MOIYYUTh UCKYCCTBEHHO C MOMOIIBIO BIUSIONINX HA MU-
TOTHUYECKUH amnmapar BeuiecTs (KoaxuuuH). [lomumionaus HapymaeT OanaHc MexAy ayTOCOMaMHU U
MIOJIOBBIMM XPOMOCOMAaMHM, HEOOXOIUMBIH AJIsl onpezesieHus noja. AHeYIIonaus (TeTeporion s )
M3MEHEHHE Yncia OTAEIbHBIX XpPOMOCOM (OT I'pey. «aHey» HEPaBHOMEPHBIN, HETPAaBUIIbHbIMN, HEYeT-
HBIM U «IJTOUD» €IUHUIA), MOXKET ObITh, HECKOJIBKUX TUIMOB. [Ipn MOHOCOMUM yTpaunBaeTcs OJlHA
13 XxpoMocoM Habopa (2n-1). [Ipu monrcomun Kk KapuoTUIly Ao0aBIsieTcs 0J1Ha U3 XpOMOCOM Habopa
(Tpucomus — 2n+1). Ilpu HyIIIMCOMUM OTCYTCTBYET Iapa FOMOJIOTMUHBIX XpPOMOCOM 2n -2, 2n+2 uin
2n+1+1 — nBoitHOM TpHUcOoMUK, 2n+3 wiu 2n+1+1+1- TpoitHo# TpucomuK, 2n -1-1 — 1BOWHO# MOHO-
COMHUK. Y YelloBeKa M KUBOTHBIX aHEYIUIOUIHS [0 ayTOCOMaM IIPUBOIUT K TSHKEIIBIM MOCIIEICTBUSM.
Hanpumep; Cunnpomom Jlayna tpucomuku no 21 xpomocome. Jliist 3Toi 00sI€3HH XapakTepHa yM-
CTBEHHAas OTCTAJNIOCTh, HapYIIEHUEe- JepMaTOrIu(GHUKU Ha JIaZJOHH, ONpe/IeJICHHbIE aHOMAaJIMH B CTPO-
€HUH JInia (MOHToIM3M). Peiko J0KUBAIOT J0 MOJIOBO3PETIOCTH U HE OCTABIISIIOT MOTOMCTBO. Kapu-
OTHUIT TPUCOMHOTO BapuaHTa cuHapoM [layna mumert- 47, XX +21 unu 47, XY+21.BeposiTHOCTD
poxJieHus: pebeHka ¢ cuHApoMoM JlayHa Bo3pacTaeT ¢ BO3pacTOM MaTepH U OTHA . DTO CBSA3AHO C
YBEJIMYCHUEM YACTOThI HE PACXOKAEHUS XpoMOcoM B Merose. Cunapomsl [latay u DnBapaca, cBsi-
3aHHBIEC C AYyTOCOMHOM aHEYIUIOUINM, TAK)KE Yallle BCTPEUaroTCs y cTapbix keHull. Cunapom Ilaray
BO3HMKAET MPU TPUCOMUU 110 13 XpoMocoMe 1 HauboJsiee XxapakTepHble MPU3HAKH 3TOT0 3a00JIeBaHUS
paciueryieHre Tyobl U Heba (3asg4bsi ry0a U BOJUbS MACTh), C HUM CBSI3aHBI TAKXKE CEPhE3HbIE HApY-
[IEHUs 3PCHHMsI, HEPBHOM M CEPACUYHO-COCYAUCTOM cucteM (Kapuotum — 47, XX+13; 47, XY+13).
BonbHble neTH moru6aT OOBIYHO B TEYEHHE MEPBBIX TPEX MECALIEB )KU3HHU, HEKOTOPbHIE JOKUBAIOT
1o 5 net. Cunapom DaBapca TpucomMusi o 18 xpomocome. [Ipu 3ToM cuHapOME HApYIICHUS pa3BU-
THSI 3aTParuBarOT MPAKTUYECKU BCE CUCTEMBbI OpraHoB. CpelHss NpOAOJDKUTEIBHOCTD KU3HU IIPU
Cungpome 6 MecsleB, OJHAKO HEKOTOPbIE U3 OOJBHBIX OKUBAIOT A0 JECATH JieT (kapuotun — 47,
XX+18; 47, XY+18). Cunapom Knaitndensrepa — Tpucomust tumna XXY (47, XXY), BcTpedaroTcs
Ttakke kapuotunsl XXYY, XXXY, XXXY — crepuiibHble MYXUYUHBI C HEKOTOPOU CKIOHHOCTBIO K
KEHOTOA00HIO0, Y HUX HEOPA3BUTHI TOHA/IbI, CIIA00 Pa3BUT BOJIOCSHOM MOKPOB, YBEIUYESHBI MOJIOY-
HbIe Kene3bl. THTeNIeKT B OOJBIINHCTBE CilydaeB B npeaenax HopMbl. C yBennueHueMm uucia X-
XpPOMOCOM PACTET BEPOSITHOCTh YMCTBEHHOM OTCTANIOCTH.

XpOMOCOMHBIE MyTallUU (MJIM XPOMOCOMHBIE abeppalfu) — 3TO U3MEHEHUsI CTPYKTYpPbI XpO-
MOCOM (MEXXPOMOCOMHbBIE WJI BHYTPUXPOMOCOMHEIE). [lepecTpoiiku BHYTpH OJAHOI XPOMOCOMBI:
MHBEPCUH, HEXBATKU (AeduineHcHu U Aenenuu), NyIMKanuu. Jlemenuss — HexBaTKa CPeIMHHOTO
y4JacTKa XpOMOCOMBI; Ie(pUIIEHCH — HeXBAaTKa KOHIIEBOTO yyacTKa; IyIUTUKALHs — YABOGHUE y4acTKa
XpOMOCOMBI; HHBEPCUS — U3MEHEHNE NIOPSAIKA PACIIOJIOKEHHS TEHOB B XpOMOCOMe. MexxpoMocom-
Hbl€ MYTallUU HA3bIBAIOTCS TPAHCIOKAIMU. TpPaHCIOKAIMK MOTYT OBITh: PELMIIPOKHBIE — 2 XpOMO-
COMbI OOMEHMBAIOTCS Y4aCTKaMH; HEPELUITPOKHBIE — YYaCTKU OJTHOW XPOMOCOMBI NEPEHOCITCA Ha
JPYry0; poOEpPTCOHOBCKUE — 2 aKPOLIEHTPUUECKHUE XPOMOCOMBI COEAMHSAIOTCS CBOMMHU IIEHTpOMe-
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pamu. He Bcerna nposiBiisitoTcst (PeHOTUITMUECKU MHBEPCHH M TPAHCIOKAUK. B 3THX ciyvasx 3arpya-
HSETCsS. KOHBIOTAlMsl TOMOJIOTHYHBIX XPOMOCOM M HAPYIIAETCs paclpeielIeHUe TeHETUYECKOTO Ma-
TepUaIa MEXKIY TOYCPHUMU KICTKAMH.

I'ennas mytanus npeacTaBisieT co0oil cToiikoe n3mMenenue nocnepoBarensHoct JJHK, o6pa-
3yrolen red. Myranuu, 3aTparuBarolliye JIMIIb OJHY IIapy OCHOBAaHUM U MPUBOJAILME K €€ 3aMEHE
Ha JIPyryl0, Ha3bIBAIOT TOYKOBBIMHU. 3aMEHbl OCHOBAaHMI BO3HHUKAIOT CleqyroluMu nyrsamu: 1. 3a-
MEHBI OJJTHOTO ITypHHA Ha APYroM WIXA OJHOIO NUPUMUIMHA HA APYrOd HA3bIBAIOTCS TPAH3ULIMAMMU.
Bo3moxns! uetbipe Tvna tpansuuuii A-I', T-I (A u I' — nypunsl, T u 1 — nupumuanssn). 2. 3aMeHsl
IypUHA Ha IUPUMUJIMH U HA000POT. DTU 3aMEHbI Ha3bIBAIOTCS TPAHCBEPCUSMHU, MOT'YT ObITh BOCBMU
tunoB: A-T, A-11, I'-11, I'-T u T.1. AHTUMYyTareHe3 — 3TO BO3/ICUCTBUE HA KJIETKY U OPraHu3M, KOTO-
poe OJIOKHPYET WM YMEHBIIIACT BEPOSATHOCTh BOZHUKHOBEHUS MYTAIMi. Y CTOMYNBOCTh TCHETHYE-
CKOTO MaTepuaia 00ecreynBalOT aHTUMYTAllMOHHbIE MEXaHU3MbI. DTO BEIIECTBAa Pa3IM4HON Mpu-
POJibl, KOTOpPBIE B HEOOBIINX KOHIIEHTPALUSAX CIOCOOHBI CTAOMIN3UPOBATH MYTAI[MOHHBIN MPOIIECC
(Ononornyecky akKTUBHBIE COEIMHEHUS TUCTAMUH U CEPOTOHUH, aHTUOKCUJAHTHI, CyIb(aHNIaMU/I -
HbI€ MpenapaThl, CBEKKUE OBOILIHBIE COKH, 0-TOKO(]EPOI, KOTOPbIE CHIKAIOT YHUCIIO KaK Me€HHbIX, TaK
Y XPOMOCOMHBIX MYTaIlUii).

3akiIoueHue

Myranuu, BO3HUKIINE y YeJIOBEKA, MOTYT BBI3BIBATh pa3HOOOpa3Hble FeHETUYECKUE MaToJI0-
run. YacTb U3 HUX NMPOSIBIISIETCA CPa3y, YacTh Yepe3 KaKoe-TO BPEeMsl, KOTOPOE MOKET MHOT'/1a COCTaB-
JISITh HECKOJIBKO JIECSITKOB JIeT. PerieccuBHbBIE T€HHbIE MyTallUd MOTYT I€peAaBaThCs 0 HACIEACTBY
Y BBI3BIBATh 3a00JIEBaHUsI y TOTOMKOB B T€UEHHE MHOTHX MOKOJIEHUH TMOCje BOZHUKHOBEeHUS. Jliis
TOTO YTOOBI IPEIOTBPATUTH MYTALIUIO MBI JIOJIKHBI 00paIaThCsi K MEAMKO-T€HETHYECKOMY KOHCYIIb-
THPOBAHMIO U NIPEHATAIbHON JUarHoCTUKY. OHa MO3BOJISIET CHU3UTh PUCK POXKICHUS peOeHKa C 3a-
0oseBaHUSAMH, 00YCIIOBJICHHBIMU T€HETHKOM. Pa3iensl MeAUIIMHCKON TEeHETUKHU, CBSI3aHHBIE C U3Y-
YeHHEeM JIEeHCTBUS MYTareHOB Ha KJIETKY, MMEIOT MpsIMO€ OTHOUIEHHE K NpoduIaKTHUYEeCKON
MEJIULIUHE.
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