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TEHETUYECKHWE MYTAIIUHU U X POJIb B PA3BUTHUM 3ABOJIEBAHUI

Mup3zokapumosa Houoaxon Ympuoun kuzu

Cmyoenmxka xagedpvl buoxumuu gaxyrbmema ouoio02UU U IK0A02UU

Hayuonanvnoui ynusepcumem umenu Mup3zo Ynyeoexa,

Vsbexucman, 2. Tawxenm

Ananosea Hnomupa Paghurkosena

1.Jloyenm xagheopwr buoxumuu ghaxyromema ouonocuu u sxonocuu HY'Y3 umenu Mup3zo
Vnyebexa, Y3o6exucman, e. Tawxenm

2.Cmapwutl Hayunsili compyOHux uncmumyma buoguzuxu u 6uoxumuu npu HY'Y3 um.Mup3o
Vayebexa Yzbexucman, 2. Tawxenm

Annomayun. Mymayuu npedcmasnsitom coOOU USMEHEHUsI 8 2eHemU4ecKoM mamepuae,
KOmMopbvle MO2YM BO3HUKAMb NO0O0 8030€UCmeuemM pasiuidHblX (axkmopoe u npugooums K
HACIeOCMBEeHHbIM 3a001e8aHUusM. B 0anHoll cmambe paccmompenvl OCHOBHblE 6UObL MYMAYULL:
2EHOMHDbLE, XPOMOCOMHbBIE U 2eHHble, A MAaKice UX enusanue Ha opearusm. Ocoboe HuManue yoeieHo
MYMAaceHHbIM (PaKmopam, makum Kaxk Quzuueckue, Xumudeckue u OUOIOSUHECKUe A2eHmMbl, U UX
mexanusmy 6ozoeucmsusn na /JHK. Paccmampuearomcesa npumepsl HACIeOCMEEHHbIX 3a001e8aHUll,
CBA3AHHBIX ¢ Mymayusmu, ekaoyas cunopomwl [ayuna, Ilamay, Dosapoca u Knatingenvmepa.
Onucanvt Memoobl OUASHOCMUKYU U NPODUIAKMUKYU 2eHeMUYEeCKUX HapYUleHUll, maKue KaK MeouKo-
2eHemuyeckoe  KOHCYIbMUposauwue U  npeHamaivHas  ouacHocmuka. Ilpoeeden — ananus
AHMUMYMA2EHHBIX MEXAHUZMO8, HANPABTIEHHBIX HA 3auumy 2eHomMa om nogpesicoenull. Ilonyuennvie
OaHHble NOOYEPKUBAIOM  BAJCHOCML — UBVUEHUS. MYymayuti Onsi  NOHUMAHUSL — MEXAHUIMOS
HACIe)CMBEHHbIX 3a001e8anull U pazpadbomKu Memooos ux npoYuUIAKMuUKU.

Knwuesvie mepmunvi: Mymayus, mymacenes, eeHemuueckue UMEHEHUS, MYMA2eHHble
gaxmopwl, anmumymacenes, /[JHK, een, cenom, xpomocomuvle abeppayuu, 2eHOMHble Mymayuu,
XPOMOCOMHbBLE MYMAYUU, 2eHHble MYyMayuu, NOAUNIOUOUsL, AHEYNAOUOUS, CUHOPOM [layHa, cuHOpoMm
Dosapoca, cunopom Ilamay, cunopom Knatingpenomepa, ecemeponioudus, HYIIUCOMUSL,
MPAHCIOKaYuUsi, UHeepcusi, Oeneyus, OYNIUKAYUs, PpeGepcus, 2eHemudeckue 3a001e8anusl,
Hacneocmeenuvie OONe3HU, NPEHAMATbHASL OUACHOCMUKA, MEOUYUHCKASL 2eHEeMUKA.

Kak u3BecTtHO, M000H KMBOW OpPraHU3M COCTOMT M3 KJIETOK, U B fJpe KaXKION M3 HUX
COJICP)KUTCS YHHUKaJIbHBIA HAO0Op TeHeTWdeckoi HH(OpMAIMK, XapaKTepHBIM M7 JaHHOTO
OMOJIOTMYECKOT0 BUA, KOTOPBIM Ha3bIBAE€TCS FTEHOMOM. DTa TeHeThuYecKast HH(OpMaIus HaXOIUTCS
B XpoMmocomax. XpoMmMocoMa — 3TO MOJEKyla JAe30KcHpuOoHykiIenHoBoi kucnotsl (JHK),
cocTosimas U3 ABYX JJIMHHBIX IENer NOJUHYKICOTUA0B, KOTOPBIE 3aKPYUYEHBI APYT BOKPYT Apyra u
COEIMHEHBI BOAOPOJHBIMU CBSI3IMH. JTa CTPYKTypa Ha3bIBA€TCA JBOMHOUN CIMPAIIBIO, U €€ MOXKHO
00pa3Ho MPEeJCTaBUTh KaK CKPYYCHHYIO BEPEBOUYHYIO JIECTHUILY. [ '€H SIBISIETCS OCHOBHOM €TMHUIICH
HACJIEJACTBEHHOT0 Marepuaia. OTo MoApa3syMmeBaeT, 4yTo ydactok Mousekynsl JIHK, kotopsrii
COOTBETCTBYET KOHKPETHOMY T€HY M COJEPKUT OHOJIOTHYECKYI0 HH(POpMAIHI0, HEOOXOIUMYIO JJIS
(dbopMUpPOBaHUS ONIPEIETEHHOTO MPU3HAKA, SIBIIICTCS HEACIUMBIM C (YHKITMOHATBLHOM TOYKHU 3PEHUSI.
Takum 00pazoM, 4eT0BEYECKHU T€HOM COCTOMUT M3 23 map XpoMOCOM, T/Ie OJHa XpOMOCOMa B mape
HacJIeyeTcs OT OTIa, a pyras - oT MaTepu. Ha XpomMocomax B CTPOTO ONPEEIEHHBIX 00IaCcTsIX
pacroararoTcs reHbl, KOTOPbIE MOKHO PaCCMAaTPUBATh KaK €IUHUIIbI HACIEICTBEHHOCTH, U TaKKe
CYLIECTBYIOT T€HBI, I10JIBEPKEHHBIE MYy TaL[UsIM.

MyTarnuu npeacTaBiIsioT co00i W3MEHEHUs B T€HETHYECKOM Marepualie KIETKU, KOTOPhIE
BO3HUKAIOT IO/ BO3JEHCTBHEM PA3IUYHBIX BHEUTHUX WJIM BHYTpEeHHUX (DakTopoB. B HEKOTOpBIX
CITy4asix TaKue M3MEHEHHS MOTYT ObITh HEUTPATbHBIMHU HIIH Ja)Ke OJIAarONMPHUSITHBIMHE TSI OPTaHN3Ma,
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OJIHAKO MHOT'ME MYyTallU¥ IPUBOJAT K HApPYLIEHUIO padOThl OJHOTO WM HECKOJIbKUX I'€HOB, UTO
MOJET BbI3BaTh 3a0oneBanus. Hampumep, npu reHeTndeckux 3a00J€BaHUSIX BCE KJIETKHU OpraHu3Ma
CoJIepKaT MyTalLMIO B ONPEIEIEHHOM I'€HE, U YEPE3 M0JIOBBIE KIETKU POAUTENEH 3TOT MyTaHTHBIN
reH MOXeT ObITh IepeiaH MOTOMCTBY. B TakoMm ciyuyae, peOeHOK MOeT 3a00/eTh WM CTaTb
HocuteneM uHQeknuu. [Ipomecc, B pesynbraTe KOTOPOTO BO3HHMKAIOT MYTAllUd, HA3bIBAETCS
MyTareHe3oM. MyTaluy BBI3BIBAIOTCS MYTareHHbIMH (akTOpaMu, KOTOpbIE JIENATCS Ha TpHU
KaTeropuu: (Qusnueckue, XxumMuueckue u oOuosornueckue. K ¢uzndeckum MyTareHbl OTHOCSATCS
pasJIMYHbIC BU/bI U3JIy4YEHUI, TeMIepaTypa, BIaKHOCTh U npoune ¢pakTopsl. OHM MOTYT HapylLIaTh
CTPYKTYpY T€HOB M XPOMOCOM, a TaKK€ CIOCOOCTBOBAaTh OOPa30BAaHHIO CBOOOIHBIX PaIUKalOB,
kotopele B3aumojeicTBytor ¢ JIHK. Xumuyeckue MyTareHbl BKJIIOYAIOT B C€0sl HEKOTOPHIC
MEIMKaMEeHTHI, (hOpMaJIMH, UIPUT, KOJXHIIMH, MMUIIEBbIE KOHCEPBAHTHI U Jpyrue BeuiectBa. OHU
IPUBOAAT K JI€3aMUHMPOBAHUIO M AJIKUIMPOBAHUIO HykieoTuJoB B Moisekysne JIHK, a takxe k
3aMEHE a30TUCTBIX OCHOBAaHUH HMX CTPYKTYpPHBIMH aHajoramu. K OHOJOrMYECKMM MyTareHsbl
OTHOCATCSL BUPYChI, OAKTEpHH, a TaKXkKe MPOIYKTbl MeTabosi3Ma MPOTUCTOB M I'eIbMUHTOB. DTH
areHTbl MOryT BbI3bIBaTH cOou B cuHTeze JIHK, a Tarke pacxoxkieHne XpoMocoM U XpoMaTHJ B
aHadase Meiio3a u MuTo3a. CylecTBYIOT pa3JInYHbIe TUIIbI MyTalMi, Kax/1as U3 KOTOPBIX 00J1a1aeT
CBOMMM YHHUKAQJIbHBIMHM CBOMCTBaMM M XapaKT€pPOM BO3HUKHOBEHMs. B 3aBUCMMOCTH OT M3MEHEHUIN
B T€HOTHUIIE MyTallUU KIACCUPHULMPYIOTCS HA 2eHOMHbLE, XPOMOCOMHbLE U 2EHHDbILE.

MyTanuu, KOTOpbI€ CBSI3aHbI C U3MEHEHUEM KOJIMUECTBA XPOMOCOM, UMEHYIOTCS 2EHOMHBIMU.
K HHMM OTHOCATCS Takue SBIEHUS, KaK NOJMUIUIOWAMS M TETepOIIonaus (aHe3yIUIOUIus).
Opranusmbl, 00JaJal0IIMe€ HOPMAJIbHBIM JUIsI CBOETO BMJIA YHCIOM XPOMOCOM, Ha3bIBarOTCS
syniaouaaMu (OT IPEYECKOro «3y» - UCTUHHBIM U «IUIOMI» - €IMHULIA). Y BeJIMUeHHEe YKcia HaOOpoB
XpOMOCOM B pe3yJIbTaTe MOJUIUIOUAUHA MOXKET MPOSIBIATHCS B 00pa30BaHUM TPUILUIOMAHBIX (3n),
TeTparuionIHbIX (4n) u apyrux ¢opM. Ilonumionel, y KOTOpEIX OAMH M TOT K€ HAOOpP XpOMOCOM
MOBTOPSIETCSI HECKOJBKO pa3, HAa3bIBAIOTCS — ayTONMOJUILIOWAHBIMU. [lonaumionasl  Moryt
00pa30BbIBATHCS B PE3yJIbTAaTe CIIOHTAHHOI'O YJBOEHHUS XPOMOCOM B COMAaTHUYECKUX KIJIETKaX, YTO
IPOUCXOAUT TPHU PEIUIMKAIMH XpOMOCOM 0€3 TMOCIEQyIoIIero JAejeHUs KIeTKU. Takxke
MOJIMIUIOUJNI0 MOYKHO BBI3BaTb MCKYCCTBEHHO C IIOMOIIBIO BELIECTB, BO3ACHCTBYIOLIUX Ha
MUTOTUYECKUHN ammapar, TakuX Kak KouxuiuH. [lonaumionnus HapymaeT HEoOXOAMMBINA OanaHc
MEXJy ayTOCOMaMHM M IIOJIOBBIMM XpOMOCOMaMH, KOTOpBIM BaXKEH MJI OIpPENEICHMs I10JIa.
Aneyronaust (WIM TETEPOIUIOWNS) TMPEACTABISET COOOW M3MEHEHHE KOJIMYECTBA OT/ACIBbHBIX
XPOMOCOM (OT TPEUECKOT0 «aHEey» — HEpaBHOMEPHBII, HENPaBWIbHBINA, HEUETHBIN, U «IUIOUA» —
€MHMIIA) U MOXKET OBITh Pa3IMYHBIX TUIOB. [Ipr MOHOCOMMHU TepsieTcs 0/1Ha XpoMocoMa U3 Habopa
(2n-1). IMonucomusi moapasymeBaeT A0OABICHHE OTHOM XPOMOCOMBI K KapHOTHIY (HAmpumep,
TpucoMusi — 2n+1). Hynnucomus xapakrepusyercs OTCYTCTBUEM Mapbl TOMOJOTHYHBIX XPOMOCOM
(2n-2), a Takke BO3MOXKHBI BapHaHThI 2n+2 miu 2n+1+1 — nBoitHO# Tpucomuk, 2n+3 win 2n+1+1+1
— TPOMHOM TPUCOMUK, U 2n-1-1 — ABOIMHON MOHOCOMUK. AHEYIUIOUAMS 110 ayTOCOMaM y JIFOJeH U
YKUBOTHBIX IIPUBOJUT K CEPbE3HBIM NOcaencTBUAM. Hanpumep, cunapom /layHa cBsizaH ¢ TpucomMuei
21-ii XpoMOCOMBI. JTO 3a00JeBaHWE TMPOSBISETCS YMCTBEHHOW OTCTAJIOCTHIO, HM3MEHEHUSMHU
JepMaTOrIU(pUKU Ha JaJOHSAX U ONpe/Ie]IeHHbIMU aHOMAIUSAMU JIUIA (MOHTOJIM3M). Takne narueHThl
PENKO JIOCTUTalOT IOJIOBOM 3pENOCTH M HE MOTYyT MMETh HoToMcTBO. KapuoTum TpucoMHOro
BapHuaHTa cuHipoMa JlayHa obo3Havaercs kak 47, XX +21 unu 47, XY +21. BeposaTHOCTh pOXKACHUS
pebeHka ¢ cuHapoMoM JlayHa yBeIMUMBAETCs C BO3PACTOM POJUTENEH, UTO CBSI3aHO C TIOBBIIIEHUEM
4acTOTBl HEPACXOXKJIEHUS XpOMOCOM B mpouecce Meino3a. Cunapomsl [latay m OaBapaca, Takxe
CBSI3aHHBIE C AyTOCOMHOM aHeyIJIouIuell, yaie Ha0Ir01al0Tes Y KeHIIUH B 0oJiee 3pesioM Bo3pacrTe.
Cungpom Ilatay BO3HMKAaeT mnpu TpUCOMHUM 13-l XPOMOCOMBI M XapakKTEpHU3YeTCs TaKUMU
IpU3HAKaMH, KaK paclleryieHre ryobl 1 Heba (3as4bsi ry0a U BOJTUbs MACTh), @ TAK)KE CEPhE3HBIMU
HapyLIEHUSIMU 3pEHHsI, HEPBHOM M cepleuHO-cocyAucTol cucteM (kapuotui - 47, XX +13; 47, XY
+13). BonbpHble neTH OOBIYHO YMHpPAIOT B TE€UEHHME MEPBBIX TPEX MECALIEB CBOEW >KM3HHU, XOTH
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HEKOTOPBIE MOTYT JOKUTH 10 1ATH JeT. CuHApoM DiBapjca MpeacTaBisieT co0oit Tpucomuto 18-i
xpomocombl. Ilpu »TOM cuHApoMe HaAOMIONAIOTCS HApYIICHUS pPa3BUTHS, 3aTparuBarolliue
MpaKTUYECKH Bce opranbl. CpelHssl MPOJOJKUTEIBHOCTD KU3HU TIPU 3TOM CHHJPOME COCTaBIISIET
OKOJIO IIECTH MECAIIEB, OJHAKO HEKOTOPHIE MAIIMEHTHI MOTYT JOKHTb J0 JIECATH JIEeT (KapUOTHIIbI -
47, XX+18; 47, XY+18). Cunngpom Knaiindensrepa — 310 Tpricomus tuma XXY (47, XXY), Takxke
BcTpeuaroTes kapuoTunbl XXYY, XXXY, XXXY — 3To cTepuiibHbIE MY KYUHBI C HEKOTOPHIMU
NPU3HAKAMU J)KEHCTBEHHOCTH, Y KOTOPBIX HaOII0IaeTCs HEIOPa3BUTHE TOHAJ, CIIa0BIii pOCT BOJIOC U
YBEJIMUEHUE MOJIOYHBIX >KeJlie3. YPOBEHb HHTEIJIEKTa B OOJBIIMHCTBE CIy4aeB HAXOAUTCSA B
npenenax HopMbl. C yBEJIMUEHUEM KOJIMYECTBA X-XPOMOCOM BO3PACTAET BEPOSATHOCTH YMCTBEHHOM
OTCTaJIOCTH.

Xpomocomuvie mymayuu, TaKKe U3BECTHBIE KaK XpoMOcomHble abeppayuu, IPEICTABIIIOT
co00i1 U3MEHEHHs B CTPYKTYPE XPOMOCOM, KOTOpbIE MOTYT OBITh Kak MEXKXPOMOCOMHBIMH, TaK U
BHYTPUXPOMOCOMHBIMU. BHYTpUXpOMOCOMHBIE TEPECTPOMKH BKIIOYAIOT HWHBEPCUHU, YTPAThI
(medumeHcu u neienun) U AyTUIHKanun. Jlenenus moapazymeBaeT OTCYTCTBHE LIEHTPAIbHOM YacTH
XPOMOCOMBI, TOT/Ia KaK JC(PHUIIECHCH OTHOCHUTCS K OTCYTCTBHIO KOHEUHOTO ydacTka. Jlyrmukamus
O03HAYaeT YJBOCHME OIPENEICHHOIO0 CErMEHTa XPOMOCOMBI, a HWHBEpPCUS — 3TO H3MEHEHHE
IIOCJIEZIOBATEIbHOCTU  PACIOJIOKEHUSI TE€HOB B XPOMOCOME. MEXXpPOMOCOMHBIE MyTalluu
HA3BIBAIOTCS TPAHCIOKAIUSAMHU, KOTOpPhIE MOTYT OBITh PEIUNPOKHBIMHU, KOTJa ABE XPOMOCOMBI
OOMEHUBAIOTCS yYaCTKAMH, WM HEPEHUNPOKHBIMH, KOraa (parMeHThl OJHOW XPOMOCOMBI
nepeMenarTcs Ha apyryro. Takke CyliecTBYIOT poOepPTCOHOBCKUE TPAHCIOKAIMH, MPU KOTOPBIX
JIB€ aKpOLIEHTPUUECKHE XPOMOCOMBI COEAMHSIOTCS B oOiacTu cBoMX IieHTpomepoB. He Bcernma
WHBEPCUH M TPAHCIOKAIMH MPOSBISAIOTCS (PEHOTUMUYECKH, YTO MOXKET 3aTPYJIHSATh KOHBIOTAIHIO
FOMOJIOTMUHBIX XpOMOCOM M HapyllaTh paclpeieieHre TIeHEeTHUYECKOro MaTepuaia MEXIy
JIOYEPHUMHU KIIETKAMHU.

I'ennasn mymayus npeacTaBiasieT coO0M MOCTOSTHHOE U3MEeHeHue B ociienoBatenbHocT JTHK,
KoTopasi hopMupyer red. MyTaiuu, 3aTparuBaroiie TOIbKO OJHY Mapy OCHOBAHUUN U MPUBOSIININE
K MX 3aMEHE, Ha3bIBAIOTCS TOYKOBBIMU. 3aMEHBI OCHOBAaHWUU MOTYT MPOUCXOJUTH CJIEIYIOIIUMU
criocobamu: 1. 3aMeHBI OJTHOTO MypHUHA Ha IPYTOW WM OJHOTO MUPUMHUINHA HA APYTOil UMEHYIOTCS
Tpan3unusamMu. CymectByet yetbipe Tuna tpanzuuuii: A-I', T-11 (rne Au I' — nypunsl, a T u Il —
MUPUMUIMHEL). 2. 3aMeHbI TypHHA HA MUPUMHUAUH U HA000POT HA3bIBAIOTCS TPAHCBEPCUSIMHU U MOTYT
0b1Th BochbMU BUIOB: A-T, A-L, I'-11, I'-T u tak ganee. Anmumymaecene3 — 310 BIUSIHHUE HA KIETKY
U OpraHu3M, KOTOpOE€ MPENsSTCTBYET WM CHUYKAET BEPOSTHOCTh BO3HMKHOBEHHS MyTaluil. 3a
YCTOMYHUBOCTh T€HETUYECKOTO MaTepHalia OTBEYAIOT aHTUMYTAITMOHHBIE MEXAaHU3MBI. JTO BEIIECTBA
pPa3HOTO MPOUCXOXKICHHSI, KOTOPHIE B MAJIBIX J03aX MOTYT CTaOWIM3UPOBATh mporecc MmyTamun. K
TaKUM BEIIECTBAM OTHOCSTCS OHOJOTMYECKH AaKTUBHBIE COCIUHEHMS, TaKue KaK TUCTAMHH U
CEpOTOHHH, aHTUOKCUIAHTHI, MpenapaThl Cyab(haHUIaMHU/Ia, CBEKEBbDKATHIE OBOIIHBIE COKH U 0O.-
TOKO(DEpoJI, KOTOPHIE YMEHBIIAIOT KOJTUYECTBO KaK T€HHBIX, TAK U XPOMOCOMHBIX MyTaIlUH.

3ak/royenue. MyTaruy, BO3HUKAIONIUE y YEJIOBEKa, CIOCOOHBI MPUBOJIUTE K PA3TUYHBIM
reHeTH4YecKuM 3abosneBanusiM. HexkoTopeie M3 HUX MPOSBISIOTCS Cpa3y, B TO BpeMs Kak JIpyrue
MOTYT JaTh O ce0e 3HaTh CIYCTs 3HAYUTENbHOE BPEMs, HMHOTJA Ja)Xe dYepe3 JecATHIICTHS.
PenieccuBHBIC MyTaIiuu MOTYT TIEPEIaBaThCs TI0 HACTEACTBY U BBI3BIBATH OOJIE3HU y MMOTOMKOB Ha
MPOTSKEHUH MHOTHX TMOKOJeHUH. UTOoObI M30ekaTh MyTalui, BaXHO 0Opamarbcs K MEIUKO-
T€HETUYECKOMY KOHCYJIbTHPOBAHUIO W TIPEHATAILHOW JHArHOCTHUKE. OTH METOIBI ITOMOTAIOT
CHU3UTh BEPOSITHOCTh POXACHUS peOeHKa ¢ TeHEeTHYeCKUMH 3a00JeBaHUSAMH. Pa3nenbl
MEJUIIMHCKOW TeHETHKH, W3YYalollie BIMSHUE MyTarceHOB Ha KJIETKH, HUMEIOT HEMOCPEIACTBEHHOE
OTHOIICHHE K MPOPUIAKTUIECKON METUITIHE.
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