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AOcTpakT: ['eHeTHUecKre MyTallul — 3TO U3MEHEHHUS B MOCJIEN0BATEIbHOCTH
JIHK, Bo3HHMKaIOMIHE KaK CAaMOIIPON3BOIBHO, TAK 1 IO/ BJIUSHUEM BHEITHUX (DAKTOPOB,
HaATpUMEp pauariiy, XUMAIECKUX BEIIeCTB WK BUpycoB. OHM MOTYT 3aTparuBaTh KaK
OTJIebHBIE T€HBI, TAK U KPYITHBIE YYACTKU XPOMOCOM, U3MEHSS CTPYKTYPY U PYHKIIUH
OeITKOB, KOTOPBIE KOJAUPYIOTCS STUMH T€HAMH.

MyTanuu UMEKT JBOMCTBEHHOE 3HAUEHHUE JUIsl opraHu3zMa yenoseka. C omHOMU
CTOPOHBI, OHU OOECIIEYMBAIOT TEHETHUYECKOE pa3HOOOpa3he W JeKaT B OCHOBE
HBOJIIOIIMOHHBIX TporieccoB. C Apyrol — HEKOTOpPhIE W3 HHUX MOTYT BBI3BIBATH
pasnudHbIe 3a00IeBaHus. B 3aBHCHMOCTH OT THITA U3MEHCHHH Pa3IMYar0T TOUYCUHBIC
MYTaIli¥, BCTABKH, JCJICIIUA U XPOMOCOMHBIE TIEPECTPONKH, a MX TTOCIEICTBUS MOTYT
OBITh KaK HEWUTpaJbHBIMU, TaK U KpailHEe HEOIAronpUSTHBIMH.

MHorue HacjaeACTBEHHBIE OOJIE3HN 00YCIIOBICHBI MYTAITUSIMU B OMPEACTEHHBIX
reHax. Takue W3MEHEHUS MOTYT HapyliaTh CHHTE3 O€JIKOB W TIPUBOJIUTH K
MeTabOIMYECKUM HApPYIICHUSM, OHKOJIOTHUYECKUM TIpOIleccaM WM BPOKIEHHBIM
nedexram pasutus. OgHAKO HE BCE MYTAllMd BPEAHBI: YacTh W3 HUX MPOTEKAET
0ecCUMIITOMHO, @ HEKOTOPBIE JJaKe IAl0T OPraHu3My MPEUMYIIECTBA B aJalTAIl|H.

CoBpeMeHHbIE JOCTIKESHUS MOJICKYJIIPHOM T€HETHKH ITO3BOJISIOT OOHAPYKUBATh
MyTAaIllMi Ha PaHHUX JTalax W OLIEHUBATh BEPOATHOCTH Pa3BUTHs 3a00J€BaHUM. ITO
CO3MaéT OCHOBY JUIS TIEPCOHATU3UPOBAHHOIO TIOAXOAA B MEAMIIMHE, BKIIOYAS
PO IIAKTUKY, PAHHIOIO TMaTHOCTHUKY U IEJICHANPABIICHHOE JICUCHHUE.

Taxum 06pa3oM, TeHETUYECKUE MyTallU UTPAIOT BAXKHYIO pOJib B (POPMUPOBAHUU
COCTOSTHUS 3JTOPOBbS YEJIOBEKA, a UX U3yYEHHE HEOOXOAMMO IS TOHUMAHUS TIPUPOIBI
3a0oseBaHuM 1 pa3padoTKu A(H(PEKTUBHBIX METOJI0B MX MPOPUITAKTUKH U METO/IOB.

KiodeBble cjoBa: [eHeTWyeckue MyTaluu, JHK, TEHOM, H3MCHEHUE
MOCTIEI0BATEIHHOCTH JHK, TeHETUYECKasi U3MEHYUBOCTD, HACIIEICTBEHHOCTb.
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Beenenue

'enernueckas mHpopmanms, 3amudpoBannas B moiekyne IHK, cocraBmser
OCHOBY >KM3HH, ONIPEALIIsIsl CTPOCHUE, pa3BUTHE U (YHKIMU opranu3Ma. OHaKO 3TOT
IFEHETUYECKUH KOJ He sBisieTcs NocTossHHBIM: B JIHK mMoryr Bo3HHMKaTh yCTONYUBBIE
U3MEHEHUs] — MyTaluu. OHM TOSBIISIIOTCA KaK IO/ BIUSHUEM BHEIIHUX ()aKTOPOB
(Hanpumep, paguanuy WIKM XUMUYECKUX BEUIECTB), TaK M BCJIEACTBUE OLIMOOK MPHU
JICNICHUH KJIETOK. MyTaluu CiIy)aT €CTeCTBEHHBIM HMCTOYHHUKOM OHMOJIOTUYECKOM
W3MEHUMBOCTH M WIPAIOT BAXXHYIO POJb B 3BOJIIOLUH, HO JJISI OTIEIBHOIO YEJIOBEKa
MOT'YT IPEACTABIATH CEPbE3HYIO YTPO3Y IS 310POBbSI.

[To cBoeMy BO3AEHCTBHIO HAa OPraHU3M MYTAIUU MOAPA3IAEISAIOTCS Ha TpHU
OCHOBHBIE€ TPYMIbI: HEUTPAJIbHBIE, KOTOPHIE HE BBI3BIBAIOT 3aMETHBIX M3MEHECHHUU H
BCTPEUAIOTCS HauOoJiee€ YacTo; IIOJIE3HbIE, TOBBIIIAIONINE A alTalliOHHBIC
BO3MOXKHOCTH OpraHW3Ma; W BpEeIHbIE, HApyIIAIOIMe HOPMalbHblE (PYHKIUH U
CIOCOOCTBYIOIIME PA3BUTHUIO PA3IMYHBIX 3a00JIeBaHUM, BKJIIOYAsi HACJIEACTBEHHbIC
MATOJIOTUH U 3JI0KaYECTBEHHbIE HOBOOOPA30BaHUSI.

BnusiHne wmyTtanmii Ha 3J0pOBbBE YEIOBEKA MHOIOTPAHHO. ['eépMHUHaIbHBIE
MyTallMKd TEPEat0TCsl MOTOMCTBY M MOTYT OBITh MPUYMHON TSKENBIX BPOXKIEHHBIX
3a00JIeBaHUH, TAKMX KaKk CUHAPOM JlayHa, MyKOBUCIIH103 U reMopuind. B oTnuuune ot
HHUX, COMaTHYECKUE MYTallMM BO3HUKAIOT B KJIIETKAX OPraHM3Ma B TEUCHUE KU3HU U
YaCTO CBSI3aHbI C PA3BUTHEM OHKOJIOTMYECKUX MPOIIECCOB.

IIo omeHKaM CIIEIIMAIMCTOB, KaXKIBIM YEJIOBEK SBJISICTCS HOCUTEIEM OOJBIIOTO
Yuclia MOTEHI[MAIbHO HEOIaronpUsTHRIX TeHETUYECKUX U3MEHEHUH, a IpuMepHO y 4%
HOBOPOXKJIEHHBIX  BBISBJISIIOTCS  HACIEJACTBEHHbIE  3a0oneBanus.  M3yueHue
MEXaHU3MOB MYTAllMi UMEET BAXKHOE 3HAUEHUE HE TOJIBKO JJI1 MEIULIMHBI — C TOUKH
3peHUsT PaHHEH IUArHOCTHKH M JICUEHUS, — HO W [JIsI MOHUMAHUSA IPOILIECCOB
CTapeHMUs, aJaNTalU 1 3BOJIOLIMOHHOT O PA3BUTHS YEIOBEKA.

OcHoBHas yacTh TUMbI MyTalIAA

MyTalmoHHbIE MOPOLIECCHl  MPOUCXOIAT TOCTOSHHO BO BCEX  KIIETKax
MHOT'OKJIETOYHOT'O OpraHu3Ma. Mi3MeHeHus1, BO3HUKAIOIIME B COMATHYECKUX KIIETKaX,
OTPaXKAIOTCS JIMIIh Ha (DYHKIIMOHUPOBAHUM CAMOT0 OpraHU3Ma M HE TMepefaroTcs
MOTOMCTBY. X TmOCIEACTBUS MOrYT TMPOSBISATBECS B BUIAEC OHKOJIOTHYECKUX
3a00JIeBaHUI WM HAPYIIEHUN paOOThI OTAENIbHBIX OPTaHOB.

WNuas curyanus HaOM0ga€TCs TPU MyTallUSIX B MOJOBBIX KJIETKAX WJIH 3UTOTE: B
ATOM Ciy4yae H3MEHEHHAas TeHeThueckas HHpopManus Mepeaacrcs CaeayroluM
MOKOJICHUSM U MOXET 3aKpeIuisiThess B TeHodoHAe mnomyisuuu. CUuTaercsi, 4To
Kbl yenoBek Hacaemyer ot poauteneii JJHK, coneprkantyro ot 100 1o 200 myrarmii;
B CpEOHEM OJTOT TIOKa3aTelb COCTaBIsieT oOKojmo 132 wmyramuii Ha OJHOrO
HOBOPOXKJIEHHOTIO.

B 3aBucMMOCTM OT ypOBHS OpraHM3alliyd TF€HETUYECKOro MaTepuaia MyTaluu
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MOJIPa3JIESAI0TCS HA HECKOJIBKO THUIIOB:

I'eHHbIe MyTalIM — BO3HHMKAOT HA YPOBHE IOCIIEI0BATEIbHOCTH HYKJIEOTHIOB B
reHe. OHM MoryT ObITh BbI3BaHbl omuOkamu perutukauuu JIHK, BoznelictBuem
bu3nyecKkux M XUMUYECKUX (PAKTOPOB WM CIy4YailHBIMH H3MEHEHMAMHU. Takue
MYTaIlMU BIUSIOT HA CTPYKTYPY CHHTE3UPYEMBIX OCIIKOB M M3MEHSIOT KJIETOYHBIE
MPOLECCHI.

XPpOMOCOMHBIE MyTallM1 — 3aTParuBaroT KPYITHbIE YYACTKH T'€HOMA U CBA3AaHBI CO
CTPYKTYPHBIMH TepecTpodkamMu XxpomocoM. K HHM OTHOCSTCS, Hampumep,
TPAHCJIOKALMHN — NEPEHOC YYaCTKOB OJJHON XpOMOCOMBI Ha IPYTYIO

['eHOMHBIE MyTalMM — CBSI3aHBI C U3MEHEHHWEM 4YHclia WM Habopa XpoMOCOM B
kieTke. OHM MOTYT BKJIIOYaTh KaK YBEJIMYEHUE, TaK W YMEHbLIEHUE KOJIMYECTBA
XPOMOCOMHBIX KOMIUIEKTOB.

[uToruasMaTuyeckue MyTali — MPOUCXOAST BHE 5/1pa, B LIUTOIIa3Me KIIETKH,
yanie Bcero B mutoxoHapuansHon JJHK. Takne usmenenus nepenarorcs

10 MAaTEPUHCKOM JIMHUW U MOTYT BJIMSTH HA (PYHKIITMOHUPOBAHKUE BCETO OpraHU3Ma.

[TocnencTusd MyTanui JJis 4eJI0BEKa

HccnenoBanuss TEeHOMa IIOKA3ald, YTO 4YEJOBEK SBISETCA HOCUTENIEM
3HAYUTEIBHOr 0 KoJinyecTBa MyTanuil. [1o cpaBHEHHIO ¢ MHOTMMU IPYTUMU BUJIAMU, Y
Jrofel HaO0JaeTCs BBHICOKHM YpPOBEHb HAKOIJICHHS T€HETHMYECKUX H3MEeHEeHui. B
npUpoAe ACHCTBUE MYyTalMil peryjiupyeTcss €CTECTBEHHBIM OTOOPOM: BpEIHBIC
M3MEHEHMs], KaK PAaBUJIO, YCTPAHSAIOTCS, a MOJE3HbIE 3aKPEIUISIIOTCSL.

B uenoBeueckom o0111ecTBE BIUSHUE €CTECTBEHHOTO 0TOOpa YaCTUYHO OCTIA0JIEHO
Oylaroyiapsi pa3BUTHIO MEIUIMHBI U COLUUAIBHBIM (paKTOpaMm. IDTO CHOCOOCTBYET
COXPAHEHUI0 M HAKOIUIEHUIO T'€HETHMYECKMX HW3MEHEHHH, YTO MOXKET IPUBOIHUTH K
CHUKEHUIO CTAaOMIHLHOCTH FeHO(OH/ 1A TIOMYJISIIHH.

[To nMerouMcst JTaHHBIM, KaX10€ HOBOE TIOKOJICHUE HACIIEAYET B CPEAHEM OT 3 710
/ TIOTEHIMAJIbHO HEOJArOMPHUATHBIX MYTAalMi, 4TO MOXET pPaccMaTpUBATHCS Kak
(akTOp reHeTUYecKoM Harpy3ku. B cBs3u ¢ 3TUM 0oco0oe 3HaueHue MNpuoOpeTaroT
COBpEMEHHbBIE JOCTUKEHHSI OMOTEXHOJIOT UM, BKIIIOUasi METO/Ibl T€HHON MHXEHEpUU U
reHOTepanuy, HalpaBlIeHHbIE Ha KOPPEKUHUI0O M MPOQPHUIAKTUKY HACIEICTBEHHBIX
3a00NeBaHUM.

[Ipumepbl MONOKUTETbHBIX T€HHBIX MYTAlUH

HekoTopsie reHeTnyeckue MyTalii MOT'yT IPUHOCUTh OpraHU3My NPEUMYIIECTBA
U CII0COOCTBOBATH JJANITAIIUU K YCIIOBUSIM OKPY>KaIOIIIEH CpeIbl.

OnHum n3 Hanboee U3BECTHBIX TPUMEPOB SIBIIAETCA MOSIBJIEHUE TOIYy0O0ro 1BETa
rJ1a3, BO3HUKIIee npuMepHo 8—13 Teicsy et Hazaa. Jta myTanus 3aTponysia rensl OCA2
n HERC2, perynupytoiiye pacnpeiencHie MeJlaHuHA B PaTYKKe.

[Ipenmnonaraercs, 4To OHa MOIJIa BO3HUKHYTh KaK aJanTaiys K yCJIOBUSIM HU3KON
OCBEIIIEHHOCTH Y CEBEPHBIX Hapo0B. CorjacHO OJHOM U3 THIIOTE3, BCE TOIyOOriasble
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JIOAM TIPOMCXOAT OT OJHOTO OOIIEro MpeaKa, TOrAa Kak Apyras TEOpHs CBS3bIBACT
pacnpocTpaHeHHUE IPU3HAKA C €0 MPUBJICKATEIIBHOCTHIO IPH BHIOOpE MapTHEDA.

N3menenus B rene CMAH, npousonieanme okojio 3 MUUIMOHOB JIET Ha3aj y
MIPEIKOB YEJIOBEKA, CITOCOOCTBOBAIN YBEIUYCHHUIO MBIIIIEYHOW MACChI, TIOBBITIICHUIO
BBIHOCITUBOCTH U PA3BUTHIO IOTIOJIHUTENbHBIX MOTOBBIX XKENE3. DTH

OCOOCHHOCTH YITYUIIMIN CIIOCOOHOCTH OpraHu3Ma K (PU3WYECKUM Harpy3kaM U
TEPMOPETYJISIINUN, TTOBBIIIAS MIAHCH HA BEDKUBAHHUE.

Myramust B rene ACTN3 ceirpana ponb B afganTaiiu 4ejioBeKa K XOJOJIHOMY
KJIMMaTy, Yiaydlias TEPMOPETYISIIUI0 U (DU3UYECKYI0 BBIHOCIUBOCTb, YTO OBLIO
0COOEHHO BaXKHO ISl HACETIEHUSI CEBEPHBIX PETMOHOB.

I'en EPAS] y sxureneii Tubera mperepren u3MeHeHus, TO3BOJISFOIIHE () PEKTUBHO
MEPEHOCUTD YCIIOBUS BRICOKOT'OPbS C HU3KUM COJIEP>KaHHEM KHCIIOPO/Ia.

bnaromapst 5ToMy THOETIIBI peke CTPAIar0T OT TOPHOK OOJIE3HM IO CPABHEHUIO C
JIPYTHMH JTFOIBMH.

Myranus resa LRPS, oOHapykenHas y onHo# cembu B Kanmmdopauu, npuBogut
3HAYNTEIPHOMY YBEIWYEHUIO TUIOTHOCTH KOCTHOM TKaHW. OJTO oOecreunBaeT
YCTOMYUBOCTB K MEPEIOMaM, OJTHAKO COIPOBOKIAETCS CHIDKEHUEM TUJIaBy4eCTH Tela.

Nzmenenne G6PD-Mahidol487A obecnieurBaeT YacTHYHYIO 3aIIUTY OT MAISIPUU Y
HEKOTOPBIX MOnyJsauii AQpuku u A3uu, 9TO UMEET OOJIBIITIOE 3HAYCHHE B PETHOHAX C
BBICOKOM pacIpOCTPaHEHHOCTBIO ATOr0 3a00JICBaHUS.

Mytamus reHa CCRS5 (B dactHoctm Bapmant A32) gemaer e€ HocHUTeNeH
YCTOWYMBBIMU K 3apaxxeHuto BUY, uro siBnsieTcs ogHUM U3 Hanbosee M3BECTHBIX
MPUMEPOB 3aIIMUTHOI0 FTeHETUYECKOro 3 dekra.

Bapuammu rena APOC3, BbIsiBIIEHHBIC Y OTACTBHBIX TpyMN HaceneHus Mramum,
CBsI3aHBI CO CHIDKCHHEM YPOBHSI XOJIECTEPHHA U 3AIIUTON OT pa3BUTHS aTEPOCKIIEepO3a,
Jake TIPH YIIOTPEOICHUHN KUPHOU TTUTITH.

Hakonen, mytarust rena ADRB1 cBszana ¢ ocoOeHHOCTSIMM CHa: €€ HOCHUTEN!
CIIOCOOHBI MMOJTHOIICHHO BOCCTAHABIMBATLCS, CITSI BCETO OKOJIO YETHIPEX YACOB B CYTKH,
0e3 HEeraTUBHBIX IMOCIIEACTBUM ISl 3/T0POBBA.

[TpyMepsl OTpULATENBHBIX T€HHBIX MyTalUi

Heb6naronpusiTHple TEHETHYECKUE MYTAIllMd BCTPEYAIOTCS 3HAYMTEIBHO dYallle,
YeM TMOJI€3HbIE, W Yallle BCEro MPOSBIAIOTCSA IMPU COUYETAHUU J1€(PEKTHBIX T'EHOB,
YHacCJIeI0BaHHBIX OT 000MX POIUTENEH, INOO BO3HUKAIOT B IPOLIECCE IMOPUOHAIBHOTO
pa3BUTHSL.

PaccmoTrpuM HEKOTOpBIE IPUMEDBI.

Myraru B reHax SCN9A, SCN11A u PRDM12, BeisiBiieHHBIE Y TAIMEHTKHA DIITHH
bnokep, npuBenu K peIKOMY COCTOSIHUIO — BPOXK/IEHHON HEUYBCTBUTEIBHOCTH K

0omu. Hapyiienus B pabote 001€BbIX PELENTOPOB U COOTBETCTBYIOIIUX IIEHTPOB
HEPBHOM CHCTEMBI JICIAaI0T OPraHU3M HECIIOCOOHBIM pearupoBaTh Ha MOBPEKIAOIINE
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dakTopel. B pe3ynbrare Takue marMeHThI MOABEPIKCHBI BBHICOKOMY PHUCKY TSXKEITBIX
TpaBM U MOT'YT MTOTUOHYTH JaXKe MPH, Ka3aJI0Ch ObI, HEOMTACHBIX COCTOSTHUSIX, HAIPUMED
IIPY ANTCHIUIIATE W 0XKOTax.

CrnmnanpHas MblmedHas aTpodusi — TsKEIOe HACIEACTBEHHOE 3aboieBaHUE,
cBsizanHoe ¢ wmyramuedt reHa SMNI1. Ono xapakTepusyercs NpOrpecCHUpYIOIIeH
MBIIIIEYHOM  CJIa0OCThIO, CHWXKEHHEM ToHyca u arpodueit wmbpimi. Yacrora
BCTPEYAEMOCTH COCTABIISIET TPUMEPHO OJIMH ClTy4ail Ha 6—11 ThICSIY HOBOPOXKIEHHBIX.

HecunapomansHasi ceHCOHEBpaibHAs TYTOyXOCTh OOYCIIOBIIEHa MYTaIllUsIMH B
reHax GJB2, GJB6 u npyrux. JlanHHOe cocTosHME TPOSIBIISIETCS YaCTHYHOM WM TTOJTHOMN
noTepen ciryxa ¥ IMarHoCTUPYETCs B CpeliHeM y 2—3 JIeTel Ha ThICSIYy HOBOPOXKIEHHBIX.

Myrammu B renax BRCA1 u BRCA2 napymator Mmexanusmsl penapauuu JJHK, uro
MPUBOJUT K HAKOIUICHUIO TEHETHYeCKHX OImMOOK. B pe3ynpTaTre 3HAUMTENHHO
MOBBINIAETCS PUCK PA3BUTHSI PA3TMYHBIX OHKOJIOTMYECKUX 3a00JICBaHM, BKITFOUAs paK
MOJIOYHOM YKEJI€3bI, SMIHUKOB, TPEICTATCIHLHOM KENE3bl U TIOJDKETYTOYHON KEIIe3bl.

[Ipumepsl TEHOMHBIX ¥ XPOMOCOMHBIX MaTOJOTHit

OnmauMm W3 HamboJiee W3BECTHBIX MPUMEPOB TCHOMHOM MATOJIOTHH SBIISETCS
TpucomMusi 1o 21-ii xpomocome, MPUBOAIIAS K pa3BUTHIO cuHapoma JlayHa. D10
BPOKIEHHOE 3a00J€BAaHWE COMPOBOXKIACTCS BBIPAKCHHBIMH  KOTHUTHBHBIMH
HApYIIEHUSIMA W OTKJIOHCHHMSIMH B paboTe DJHIOKPUHHON cucTembl. Hamname
JIOTIOJTHUTEJILHOM XPOMOCOMBI BIUSIET Ha 00111ee (PU3NUECKOe Pa3BUTHE: HAOIIOIal0TCS
CHIDKEHHE MAacChl TeNa, 3aMmelJIeHHe pocTa U (HOpMHUPOBAHHS TOJIOBHOTO MO3Tra,
BKJIIOYask COCYIHUCTYIO C€Th. Takke 4acTO OTMEUaloTCsl HapYIIEHHS CO CTOPOHBI
CEPIEYHO-COCYIUCTOM CHUCTEMBI, TICYeHW W JPYrux opraHoB. /[l mMmanueHToB
XapaKTepHbI CHeM(PUUECKIEe YePThl BHEITHOCTHU: Y3KUE TJIa3HbIEC MIENH, YIIOMEHHAS
MIEPEHOCHIIA, SMMUKAHTYC (KOXKHAS CKJIaJIKa y BHYTPEHHETO yria TJia3a), MPUOTKPBITHIA
POT ¥ YBETTUUCHHBIN SI3BIK.

Cunnpom IllepemeBckoro—TepHepa 0OYCIOBJIIEH OTCYTCTBHEM OJHOH X-
XpOMOCOMBI (MOHOCOMHS X). DTO TPHUBOIUT K HEIOPA3BUTHIO TIOJIOBOM CHUCTEMBI U
HapylieHuto QyHKIMI nepeaHeit 1oau runodusa, 4To OTpakaercsa Ha 001IeM pocTe U
Pa3BUTHHM OpraHu3Ma. Y TaIlMeHTOB OOBIYHO HAOIIOJAIOTCS HUBKUU POCT, 3allepiKKa
MOJIOBOT'O CO3PEBAHUS, OTCYTCTBUE MEHCTPYalui, OecIiogue u

HEZOpa3BUTHE MOJOYHBIX Kell€3. BO3MOXHBI Takke pa3jIUYHbIe CTENeHH
WHTEIUICKTYyaIbHBIX HApYIICHUH. YacToTa BCTPEYaeMOCTH COCTABIISICT MPUMEPHO OJTHH
cinydaid Ha 3300 HOBOPOXKIEHHBIX JIEBOYEK.

CuHapom T0MKOHM X-XpOMOCOMBI CBS3aH C U3MEHEHHUSIMH CTPYKTYPbI X-XpPOMOCOMBI
U SIBIIIETCS OJTHOM M3 YACTHIX MPUYMH YMCTBEHHOM OTCTAIOCTH Y MAJIbYUKOB, JIOCTUTasI
3HAUUTEIBHOM J0NM ciiydaeB. 3a00JeBaHHME YaCTO COIMPOBOXKIAETCS MpPHU3HAKAMU
PAcCCTPONCTB ayTUCTUYECKOTO CIEKTpa. Y [E€BOYEK CHUMITOMBI, KaK IPaBUIIO,
BBIpa)KEHBI ciiadee Oarogaps HATUYUIO BTOPOUM X-XPOMOCOMBI.
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JI1s1 TaHHOTO CUHAPOMA XapaKTePEeH KOMILIEKC MPU3HAKOB, BKIFOYAOLIUI:

-KoruuruBHbIe HAPYIIEHHS PA3TUYHON CTETIEHH BBIPAKEHHOCTH;

-XapakTepHble OCOOEHHOCTH BHEUIHOCTU (BBICOKHMM Y3KMH 1100, BbhICTyMHAromias
HUKHSISL YEITFOCTh, YJIMHEHHBIE YIIIN);

-YBenu4eHne pa3sMepoB STUUEK.

Kpome Toro, y manueHTOB MOryT HaOMIOATbCi SHWICOTHYECKUE MPUCTYIIB,
CUHIPOM Jie(hunrTa BHUMAHHS C TUTIEPAKTUBHOCTHIO, a Y )KCHIIUMH — a(pPEeKTUBHBIC U
MICUXUYECKUE PACCTPONCTBA, B TOM YHCIE JIEIPECCUBHBIE COCTOSIHUSI M CHUMIITOMBI,
CXOIHBIE C MU30(hpEeHUEH.

BiusHue reHeTHYECKUX MyTalluil Ha 3I0POBBE YEIOBEKa

['enernueckue MyTanuu MNPEACTABISAIOT coO0i m3MmeHeHus B cTpykrype JHK,
BO3HMKAIOIIIUE KaK BCIIEJICTBHE €CTECTBEHHBIX BHYTPUKIIETOUHBIX IPOLIECCOB, TAK U MO]1
BO3/IeHiCTBUEM (PAaKTOPOB OKpy:karouieil cpenibl. OHU SBISIOTCS BaXKHBIM UCTOYHUKOM
Ouonornyeckoil BapruadeIbHOCTH U OKA3bIBAIOT CYIIECTBEHHOE BIHMSIHUE HA Pa3BUTHE
1 (YHKIMOHUPOBAHUE OPTaHU3Ma YEJIOBEKaA.

Bo3zgeiicTBue MyTanuii Ha 3J0pOBbE MOXKET OBITh PA3IUYHBIM. 3HAUUTEIbHAS X
YacTh HE BBI3bIBAET 3aMETHBIX HM3MEHEHUN W OCTaércs HeurpanbHOW. OmHako
HEKOTOpBhIE MYTallMd MPUBOIAT K Pa3BUTUIO CEphE3HBIX maroioruil. K Takum
MOCJIEJICTBUSIM OTHOCSITCSI HACIIEJCTBEHHBIE 3a00JI€BaHNs, BKIIFOYasi MYKOBHCIIUO03 U
remMod wiug, a TaKKe XpPOMOCOMHbBIE HapylIeHMs, Hampumep cuHjapoMm JlayHa.
[TonoOHBIE COCTOSHUS HEPEAKO CONPOBOXKAAIOTCA OTKJIOHEHUSIMU B (DPU3HUYECKOM H

MICUXMYECKOM pa3BUTHH, a TaK)KE€ CHIDKEHHEM IPOJOJDKHTEIBHOCTH W KadecTBa
KU3HU.

Ocoboe 3HaueHHWE MMEIOT MYTAllMM, 3aTparuBaroliie I'eHbl, KOHTPOJUPYIOIIUE
KJICTOYHOE JieNieHue. MIX n3MeHEHHsT MOT'YT HapyIaTh PErYJISIIHIO KIETOYHOTO

ITUKJIA, YTO TPUBOIUT K HEKOHTPOIMPYEMOMY POCTY KIIETOK U (hOPMHUPOBAHUIO
3JIOKQYEeCTBEHHBIX HOBOOOpa3oBaHWil. TakuM o00pa3oM, HAKOIUICHHE MYyTalldiii B
COMAaTHYECKMX KJIETKaX SIBISIETCS OOHUM W3 KIIOYEBBIX (PAKTOPOB Pa3BUTHS
OHKOJIOTMYECKHX 3a001€BaHUM.

B ormenpHBIX CiydasX MyTalldd MOTYT WIPaTh IOJIOXKHUTEIBHYIO POJIb,
o0ecrieunBasi OpPraHM3My ONpeeNEHHbIE MpenMylnecTBa. Hampumep, HEKOTOpHIC
TCHCTHYECKUE M3MEHCHHUS IOBBIIIAIOT YCTOMYMBOCTh K MH(PEKIUSIM WU TTOMOTAIOT
a/IalITHPOBATHCA K HEOIArOMPHUSATHBIM YCIIOBUSM OKPYXKAIOMIeH cpenbl. Takue MyTaium
MOTYT 3aKPEIUIATHCS B ITOMYJISIINH B IMIPOIIECCE ECTECTBEHHOTO 0TOOpA.

CrereHb BIUSHUAS MYTAIlUi ONPEACISICTCS UX THIIOM, MECTOM PACTIONOKCHHS B
IrCHOME M B3aUMOJICHCTBUEM C IPYTHUMH I'€HAMH, a TAK)KE YCIOBUSIMU BHEITHEH CPE/Ibl.
Cy1ecTBeHHBIM (DaKTOPOM SIBIISIETCS M THIT KJIETOK, B KOTOPBIX IMTPOU30ITUIA U3MCHEHUS
MYTAIlMH B TIOJIOBBIX KJIETKAX MOTYT TepeaaBaThCs IOTOMCTBY, TOTJa KaK NU3MEHEHUS B
COMAaTHYECKHUX KJIIETKaX HACJIELOBAHHUIO HE MOJJIEKAT.
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Pa3Butne MOJICKYJISIPHOM TEHETHKU 3HAYUTEIBHO PACIIMPUIO BO3MOXKHOCTH
JUArHOCTUKU W H3ydeHus: MyTanui. COBpEMEHHbIE METO/bl MO3BOJISIOT BBISBISATH
FeHEeTUYECKUE W3MEHEHHsS Ha pPaHHUX CTQJAusIX, OILICHMBATb PUCKH Pa3BUTHUSA
3a0osieBaHNi U pa3pabaThIBaTh MOIXOBI K UX MPOMUIAKTHKE U JICUCHHUIO. DTO CTAJIO
OCHOBOM st (pOPMHUPOBAHUSI TEPCOHAIM3UPOBAHHON MEIUIIMHBI, YYUTHIBAIOIICH
WHJMBUAYyallbHbIE OCOOCHHOCTH T€HOMA MallMeHTA.

Takum 00pa3oM, reHETHYECKHE MYTallii OKa3bIBAIOT MHOTOTPAaHHOE BIIMSHUE HA
3JI0POBbE 4YEJIOBEKa, BBICTYINAss OJHOBPEMEHHO KaK HWCTOYHUK TE€HETHUYECKOTO
pa3zHooOpasus 1 Kak (paxTop, CriocoOCTBYIONMINN pa3BUTHIO 3a00neBanuil. X n3ydenue
UMEET  KJIIOYEBOE 3HAYCHUE I MEIUIMHBI, IOCKOJIbBKY  CIOCOOCTBYET
COBEPIIIEHCTBOBAHUIO METOJIOB JUATHOCTUKHU, JICUCHUS U MPODUIAKTUKU PA3IUUHBIX
MaTOJIOT U H.

3aKIOYEHUeE:

['eHeTHUeCKME MyTallMM — 3TO €CTECTBEHHBIN U IOCTOSIHHBIN IPOLIECC U3MEHECHUS
HACJIEICTBEHHOI O MaTepralla, UTrParoLINii BaXKHYIO POJIb B CYLIIECTBOBAHUU U PA3BUTUHU
AKUBBIX OpraHu3MoB. OHM MOTYT BO3HUKATh Ha Pa3JIMYHBIX YPOBHSAX OpraHU3aluu
TeHETUYECKON MH(POpMAIIUU — OT OTAENbHBIX T€HOB JI0 IIEJIBIX XPOMOCOM U T€HOMOB
— U TIPOSIBIISATHCS KaK B COMAaTUYECKUX, TAK U B IMOJOBBIX KJIETKAaX.

Ponp Myraumii HOCUT ABOMCTBEHHBIM Xapaktep. C OAHON CTOPOHBI, OHHU
00€CIeUnBaOT T'E€HETUYECKOE pa3zHooOpa3ue, JeKar B OCHOBE JBOJIIOIMOHHBIX
MPOIIECCOB M CIOCOOCTBYIOT aJlalTalliy YeJOBEeKa K MEHSIOMIUMCS YCIOBHIM
okpyxaroie cpenpl. C Ipyroil CTOPOHBI, MyTallMM CIIOCOOHBI BBI3BIBATH CEPbE3HBIC
HapyIICHUS 3/I0pPOBbs, BKIIFOUAsl HACJIEICTBEHHbIE 3a00JICBaHUsI, PA3BUTHE OITyXOJeH U
XpPOMOCOMHBIE aHOMauu. VX ociieACTBYS 3aBUCST OT TUIA MyTalllH, €€ JTIOKaIn3aluu
1 YCIIOBUM MPOSIBIICHUS, TO9TOMY OHH MOTYT OBITh HEUTPaJIbHBIMH, BPEAHBIMU WJIH, B
PEAKUX CITydasx, MOJIE3HBIMHU.

CoBpeMeHHbIE JAOCTUKEHUSI B O0JACTH MOJIEKYJISIPHOM OMOJOTMU U TE€HETUKH
MO3BOJIAIOT OOHAPYXKMBATh MyTallUM Ha PaHHUX CTaAusX, U3y4aThb UX BIUSHUE Ha
OpraHu3M M pa3padaThiBaTh MOJIXO0JbI K TPOMOUIAKTHKE U JICUEHUIO HACIIEICTBEHHBIX
MaTOJIOTUHA. DTO CO3/1aéT OCHOBY IS Pa3BUTHs MEPCOHATM3UPOBAHHON MEAUIIMHBI,
OPUEHTUPOBAHHOMN HA MHIUBHIYaJIbHbIE OCOOCHHOCTH KaXKJI0Tr0 MalUeHTAa.

Takum 00pa3oM, U3ydeHUE T€HETUYECKUX MYTAllMil UMEET KIII0UeBOE 3HAUCHHE
JUTsl IOHUMAaHHSI MEXaHU3MOB HaCJIEACTBEHHOCTH, MPUPOABI 3a00JI€BaHUM YeIOBEKa U
Croco00B MX TPEAYNPEXICHUS, a TaKXKe CIOCOOCTBYET AalbHEHIIEMY IMpOrpeccy
MEUIIMHBI 1 OMOTEXHOJIOT Ui,
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