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9dTO K€ TaKO€ MYyTallHd,
TaKO€ HHAYITHPOBAHHOI'O

HUTD, KAKHMMH ABASIOTCS KaTETIOPHHU
UK AR HHAYIIHPOBAHHOI'O MyTareHesa;

HHATDH, YE€M O6A&A&€T I'€HHas Tepallusi.



HO y>K€ BCTABIIAs IEPEes
— BBI3BATh HACAEACTBEHHEIE
3MEHEHHS I'eHOB — AOBOABHO cno>kHa. Ho
OOBI BbI3BAaHHBIE H3MEHEHHS [IEPEAANNUCD
)TOMKAaM, HY>KHO H3MEHHTD T€ I'€HEI,
OTOPBIE HAXOAATCS B MY>KCKHX ITOLOBBIX
eTKaX.
AYYaHHO MHOTI'OYHCAEHHBIE ITONIBITKH
HCKYCCTBEHHO BBI3BATh MYTAIIHN B TEUEHHE
LOAT'OI'O BPEMEHH 3aKaHUYMBANLHCDH
HeyAadyaMu. MHOrme BO3AEHCTBHA HE
AOCTHI'AIOT '€HOB IIOAOBBIX KAETOK AHOO

AOCTHI'AIOT HX Yy>K€ B CHABHO HSMECHCHHOM
RIANRNE



m Myramua (oT naT. mutatio - H3MEeHEHHeE,
IIEPEMEHA) - Al0O0OE U3MEHEHUE B
rniocaesoBarenbHoctH AHK.

m  O6rrurno AHK TOUHO KOIHpPyeTCS IIPH IIPOILIecce
PEIANKAIINH ¥ COXPAaHAETCA HEHU3MEHHON MEXAY
ABYMS IIOCAEAOBATEABHBIMHU pPENANKAIIHIMHU. Ho
H3peAka IIPOHCXOAAT OIIHOKH 1
rnocaesoBarenbHocTs AHK MeHseTcs - 5TH
OLIMOKM HA3bIBAIOTCS MyTanuamu. MyTalius 5To
YCTOHYHBOE HacneayeMoe usmeHenue AHK,
HE3aBHCHMO OT €I'0 PYHKIIHOHAABHOH!
3HAYHMMOCTH. OTO OIIpEeAencHHE IIoApa3yMeBaeT
HN3MEHEHUE B IIEPBHYHOHN HYKACOTHAHOH
IIOCAEAO0BATEABHOCTH, & U3MEHEHHSI HHOTI'O POAa,
HaIIpHuMEP METHAHPOBAHUE , OOBIYHO OTHOCHT K
SIIUTE€HETHYECKUM COOBITHIM.




B IIOAOBBIX KAETKAX POAHUTENAEH
HACAEAYIOTCS AETHMH.

HEAYIIHPOBAaHHBIME HA3bIBAIOT MYTAIIHH,
BO3HMKAIOIIME B PE3YALTATE MYTareHHbBIX
BO3AEHCTBHH B DKCIIEPHMEHTAABHBIX
YCAOBHSX UAH IIPHU HEORATOIIPHUATHBIX
BO3AEHCTBHUIX OKpPY>Karollen cpeabl. Cpesu
BOKHEHIIIHX MYTareHHbIX aKTOPOB,
IIPE>XKAE BCEro, HeO6XOAMMO OTMETHTD
XHMHYECKHEe MYyTareHbl - OpraHHYeCcKHe 1
HEOpPraHHu4YeCKHE BEIeCTBa, BbI3bIBAIOIIINIE
MYTAILIHH, & TAK>KE HOHH3HUPYIOIIEee
H3LAyUYECHUE .



CIIOHTAHHOI'O, TAK H

LA HHAVIIMPOBAHHOI'O MyTareHesa
ABASIOTCH TPH KaTErOPHUHY MYTAIINH.




B pesyaAbTaTe MyTallUM B IAPE 3UTI'OThI U3MEHAETCH
BHAOBOE YHCAO Xpomocom. KaproTun ocobu usydyaeTcs Ha
MeTada3HBIX IIRACTHHKAX.

I'eHOMHBIE MYTAallHK MOT'YyT KaCaThCSA BCEX XPOMOCOM HAH
OTAEABHBIX XPOMOCOM .OTH MYTALIMH PEAKO OKA3bIBAIOTCS
JKH3HECIIOCOOHBIMH, Yalllé OHH IIPHBOAAT AETAABHOMY
HCXOAY €Ille B IIpollecce sMbpuoreHesa , Anb6O K
POXAECHHIO PebeHKa C HAPYIIEHHIMH YMCTBEHHOI'O 1
PH3UUECKOT'0 PA3BUTHS. TaKOBBI CHHAPOMBI aHEYILAOUANU
B BHAE MOHO- H TPHCOMHH II0 ayTOCOMHBIM H IIOAOBBIM
XpoMocoMmaM. B 4acTHOCTH, H3BECTHEIN CHHAPOM AayHa
OOYCAOBAEH TPHUCOMHMEH IIO 21-1 Imape XpoOMOCOM.
Cunspom AayHa CBSI3aH C HAPYILIEHHEM PsAa IPU3HAKOB -
HCKa>KEHHbIE (PHU3HUYECKHE CIIOCOOHOCTH, YMCTBEHHAA
OTCTAanOCTh, BhIPA>XXEHHAA OT AETKOH AEOUALHOCTH A0
TSDKeABIX POopM HAHMOTHH. YacToTa 4aHHOI'O 3a00nEeBaHHS B
noxoneHuu 1 Ha 500-700 HOBOPOXKAECHHBIX.






B 5TOM CAyYae B pe3yAbTATE MYTAallMH H3MEHSIETCSA CTPYKTypPa
XpoMocoMbl. OCHOBHBEIMH BHAAMH CTPYKTYPHBIX MYTaITUHN
XPOMOCOM SBASIOTCS Pa3phbIBHbIEC U OOMeHHbIe abeppariuu. K
Pa3pBIBHEIM abeppalisaM OTHOCITCSI Pa3HOr'o posa PparMeHTsl,
K OOMEHHBIM abeppaluaM OTHOCATCSA CAy4YaH, KOTAa UMEIOTCS
ABa pPas3phbIBa ¥ XpOMOCOMaA Ha UX OCHOBeE IIpeobpasyeTcH, -
TPAHCAOKAIIHS, HHBEPCHH , BHYTPEHHNE ASRCIIHH, KOABIIA.
CTpyKTypHBIE H3MEHEHHSI MOI'YT 06Pa30BBIBATHCS
IIePEMEIIAIONINMICSI SAeMEHTaMH B BHAe yuacTkoB AHK,
MOOHABHBIX II0 CBOEMY IIOAOXKEHHIO B OpraHusanuu reroma. Kak
IIPABHUAO, CTPYKTYPHBIE MYTAIIMH XPOMOCOM IIPHBOAAT K
MHO>XECTBEHHEBIM AedeKTaM Pa3sBUTHA. TaK, IPH AeRCIIUU
KOPOTKOI'O IaeYa 5-¥ XpOMOCOMEBI HabAarofaeTcs 3aboneBanue,
Ha3BaHHOE CHHAPOMOM 'Kolrauybero kpuka'. [lomumo
Oone3HEHHOI'O KpHka pebeHKa, HAITOMHHAIOIIET'0 KOIIIaybe
MAYKaHbE, OOYCAOBACHHOI'O aHOMAAUSIMH PAa3BUTHA I'OPTAHH,
AAST OONBHEBIX AETEH XapaKTEePHBI TSHKenasd YMCTBEHHA
OTCTaAOCTh, 3aAE€pP>XKa POCTA U APYT'He CUMIITOMEIL. Pan
TPAHCAOKAIINHN 1 HHBEPCHH II€PEAAIOTCS IIOTOMKAM.



PasnuuyHble
THUIIBI
XPOMOCOMHBIX
MY TallHUH:

-
HOpPMAaAbHAaA
XpPOMOCOMA; 2
— BAEeNReHHus; 3 —
AYIIAHUKAIYS; 4
— HHBEPCHS; O

TPAHCAOKAIIHS



XKACHUM UAYM HAPYIIEHHUSAX B IIOPSIAKE HAU
OTHAOB, IOSSBACHUU BHYTPEHHEH
Aenenuu B Monekyne AHK BosHHKAIOT
HH. OTH U3MEHEHHS OTACABHBIX '€HOB
YACTO IIPHUBOAAT K TSDKEABIM AeT'eHEePaTHBHBIM
OoneBaHHSIM, B YaCTHOCTH, MHOTI'OYHCACHHBIM
AE3HIM OOMEHA BEIIIECTB Yepes HapPYIIEeHHSI CHHTEe3a
KOB, hepMeHTOB. [I[prMepoM MOXET CAY>XHTD
yTalMs, IPHBOAAIAS K [IOSBACHHUIO
IIOBHAHOKAETOYHON aHEMHH — HAaCAEACTBEHHOI'O
AEBAaHUs, KaK IIPABHUAO, IPUBOAAIIEIO AeTEH U
IIOAPOCTKOB K CMEPTH. B 9TOM caydae B SpHUTPOLINTAX
BMECTO HOPMAABHOI'O reMOraobuHa A COAEP>KUTCS
AHOMAABHBIN I'eMOr'A00HH S. AHOMAAMIO BBI3HIBAET

MYy TaIHs

[TlecToMm HykneoTusHoM Tpunnetre AHK rena
reMOr'i00HHA, YTO IPUBOAUT K 3aMeEHe B anbga-lenu
6enka remMoraobmuHa rayTaMHHOBOH KHCAOTHI Ha BaAMH.



[m]

HacneacrBerHOe 3aboneBaHHBE
PEHHAKETOHYPHA, OOHAPY>XHUBAIOLIASCA Y
oaHoro u3 10 000 HOBOPOXXAEHHBIX.
3aboneBaHHE XapPaKTEePH3YETCSI PE3KO
BBEIPAXEHHOMN YMCTBEHHOMN OTCTAROCTHIO,
Pa3BHBAIOIIEHCS BCAEACTBHE HAPYILIEHHUS
HOPMAaABHBIX OMOXMMHYECKUX IIPOIIECCOB B
MO3I'€ M3-3a HaKOIIACHUS B OPraHUu3Me
doeHnraNaAHHTHA.

YTO KacaeTcs BpeAHBbIX AOMHHAHTHBIX
MYTAalIMH, TO KOKABIH U3 €€ HOCHTEAEH
CHeuPHUIYECKH CTPAAAET OT HAPYIICHHUH
>KH3HECIIOCOOHOCTH. TakuM o6pazom,
OTpHIIaTEAbHbIE AOMHHAHTHbBIE '€HbI IIPSIMO
BXOAAT B COCTAB '€eHETHYECKOI'O I'py3a AAHHOI'O
IIOKOAEHHUS M3-3a MYyTallHui, KOTOPbIE
BO3HHKAIOT B 3aPOABIIIEBLIX KAETKAX



(XPOMOCOMHBIE
HexeaTku
(aeneumu)

YMEeHbWEeHWe AUNNOMIAHOrO |
pa XpomMocomM B 2 paza

)

[annomaua

MoTepAa wnu goBaenedHye ogHON
MMKY HECKONBK WX XPOMOCOM

NepecTpomKK reHoma
| AHeynnomaua |

KpaTHoe yeenudeHWe OCHOBHOrO
(rannoWAaHOro) YKMCna XPomMocom
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AABACHHE MYTAIIMH Ha IIONYASIINH YeAOBEKA,
BBIICHHTD PS4 ocobeHHOCcTer 0 BausgHuu Ha AHK
XHMHYECKHUX B PUIHUYECKHUX MYTAr'€eHOB KaK B OTHOIIIEHHH
3aPOABINIEBEIX KAETOK, TaK ¥ AN COMATHUYECKHX KAETOK

At OOIIIEH PaAHOYYBCTBUTEABHOCTH IIEABIX OPIaHH3MOB
ABIIYIO POAB UI'PAIOT UX SBOAIOIHMOHHBIE OCOOEeHHOCTH. And
€A0BEeKa CMEpPTEnbHAA A03a OOAyUeHNs paBHA 6 I'p, And MbIIIH
O I'p, ang amebsr — 100 I'p, anq psasa 6axTepun — A0
CKOABKHX COT THICSY.

Ocoboi 5pPeXTHBHOCTEIO OOAAAAIOT PAAHOHYKAHABI IIPH
IIPOHHUKHOBEHUH MX B KAETKY. Pasualiysa BbI3bIBAET BECH CIIEKTP
I'e€HHBIX ¥ XPOMOCOMHBIX MyTaluui. Cpesn MyTalny,
BO3HHKAIOIIIUX B COMATHYECKHX KAETKAX, HUMEIOTCH Te,
KOTOpPBIE BBI3BIBAIOT KaHIleporeHes. MyTaiiu, BOSHUKAA B
3apPOABIIIEBHIX KAETKAX, IIPH PA3SMHOXEHHH 0COOEH MOT'YT
IIepPEeAaBATHECA CACAYIOMINM IIOKOACHUSIM. [IpH BOSHUKHOBEHHH
B COMATHYECKOM KAETKE BCE €€ MIOTOMKH OyAyT obnasaTh
MYVTAIIMCH.



= PYyHAAMEHTANBHBLIM IIPHHIIUIIOM PaAHAIIIOHHON
IEHETHKH, YCTAHOBACHHBIM IIPH ACHCTBHU
HOHHU3HNPVIOIIHNX U3AYICHNH, CAY>KHUT AMHEHNHAs
3aBHCHMOCTE OT A03bI OOAYUYEHHS ITPH HHAYKIINHI
I'eHHBIX MyTalnuH. [lokasaHo, YToO YHCAO
CLEIIAEHHBIX C IIOAOM PEIIeCCHBHBIX AETANABHEBIX
MYVTAallNH, BOSHHKAIOIINX YV APO30QHUARI,
HN3MEHSIETCA B AMHEMHOM 3aBHCHMOCTH IIPH
PAasHbIX A03aX OONYUIEHHSI PEHTIE€HOBCKHM
usnydeHueM. CyIliecTBEHHO, UYTO AMHEHHAS
3aBHCHMOCTD YHCAa MYTAIIHH OT AO3bI
COXpPaHsSIEeTCH IIPH MaAbIX A03aX OOAyUEHU.
bonee cno>kHas 3aBHCHMOCTE OT AO3EI
OOAyUYEHNS YCTAHOBAEHA AAST XPOMOCOMHBIX
abeppariui. [Ipx BBICOKHX A03aX IIPOUCXOAUT
CIIaA YHUCAA MYTAIIHH.

—




PeHunnanaHvH Ip——

aMHHOKHCAOTA. B
OpraHu3Max
IIPUCYTCTBYET B
CBOOOAHOM BHAE U B
cocTaBe Oenkos;
IIPEBPAIIAETCH B
aMHHOKHUCAOTY
THPO3HH.
Heszamenumas
aMHHOKHCAOTA.
BpoxaexnHoOe
HapylIeHue obMeHa
H dbeHnnanaHUHA B
OpraHH3Me YenOoBeKa
(dbeHunkeTORYypPH)

l
A CH;~C—COO0 ~
IIPDHBOAHT K

— hll YMCTBEHHOH
*Ha OTCTaAOCTH.




apoMaTHyeckas
aMHHOKHCROTA. BxozuT
B COCTaB MHOI'MX
OenKoB U IIEIITHUAOB
(xka3euH, HHCYAHUH U
AP.); B OpraHu3Me
>XXUBOTHBIX U YE€NOBEKA
— HCXOAHOE BEIECTBO
AN CHHTE3a T'OPMOHOB
IIIUTOBHAHOM XXENEe3bI,
aApeHanuHa U AP., B
HEKOTOPBIX PACTEHUAX
— ARSI CHHTE3a
anKanousoB (MopduH,
KOAEHH).
HacneacTBeHHBIE
HapylUIeHusS obMeHa
THUPO3HHA B OPTraHU3MeE
YenoBeKa IPHUBOAAT K
TSOKEAOMY
3aboneBaHuIO (POA,
cnraboymus).



IIpit o6paboTke KAETOK pasHaIllued i XUMHYECKHUMH
MyTareHaMH C BeIlleCTBaMU, HMEIOIIMMH 3allUTHOE
SHaYEeHHEe, YHCAO MYyTAalluH Pe3KO Y MEHbIIAeTCs. B
OTHOIIIEHNH ASHCTBHA pPaiHallli TaKHe BeIleCTBa
IIOAYYHAN Ha3BaHHE pasuonpoTeKTopoB. K
PaAHOIIPOTEKTOPAM OTHOCSTCS B IIEPBYIO OUEPEAD
CepocoAep Kallie BeuecTBa, a HMEeHHO
CYAB(PTHUAPHUABLHBIE COCANHEHHNS, AMHHOTHOMABL.

B mocaefHNE I'oAbl Y€AOBEYECTBY I'PO3UT IIOSIBACHIE
HOBOTI'O MOTI'YIIIECTBEHHOI'O MyTareHHoOro dgakropa. Peus
HAET O KOPOTKOBOAHOBOM YVALBTPAOHOAETOBOM
H3AyUYEeHUH. Bce nmpoInoe cyliecTBOBaHNE XXHU3HU Ha
3eMAe NPOHCXOAUAO IIOA 3AITUTHLEIM IIOKPOBOM
O30HOBOTI'O CAOS, PACIIONOXKEHHOI'O B BEPXHHUX CROSX
aTMocdepsl. B mocresHee secaTuneTHe 3addUKCHPOBAH
CaMBbIH BBICOKHH YPOBEHb XUMHYECKUX BEIIECTB B
aTMocdepe, KOTOpPhIE PA3PYIIAIOT O30HOBBIH CAOH.



— 5TO MeTOA BBeseHUus pparmerTa AHK B
AOBEKA C IIEABIO 3aMeIleHusI PYHKIITNHI
€HHS HACAEACTBEHHbBIX OONE3HEH.

asi CAO>XKHAS IIPO — nepeHoc dparmenta AHK (rena)
eTKy. B 60ABIIMECTBE CAyYAEB AAT DTHX IeneH

AB3YIOTCS '€HETHYECKH MOAHNGHUIITMPOBAHHbIE BUPYChI HAU
HbIE€ BEKTOPBLI, ¥ Yallle BCET'O MBIIIIHHbLIE PETPOBHPYCEHI.
CIIOCOGHBI HHHIIHPOBAT AIOOYIO KAETKY H BMECTE C
eMbIM pparmenToM AHK nerko BKAIOYArOTCS B '€HOM
-xo3sguHa AHK.




MeTOoABI TPAHCIIAAHTAIIMH TKaHEH MOTYT ObITh OTHECEHBI K KaTETOPHH
FeHHOHN Tepamuy, B YaCTHOCTH, TPAHCIIAAHTAIINS KOCTHOI'O Mo3ra. ['eHs!
BBOAMMBIX CTBOAOBBIX KAETOK MOI'YyT aKTUBH3UPOBATH
AHPPEPERTHPOBKY MHOI'MX KAETOYHBIX AMHHUY — AMMQOIIUTOB,
MOHOILIUTOB, HIOAHHYKACAPOB, STHTPOOAACTOB. OTO IIO3BOASIET
IIPHUMEHSATE AaHHBIN METOZA IIPHU ACUEHUH HEKOTOPBIX IIEPBUYHBIX
HMMYHOAEPHIIUTOB e MOrA0bHHOIIATHH, bone3HHu ['o1re.

Ilepecaska renaToTOB OTKPHIBAET APYIYIO BOSMOXXHOCTE ACUEHHS
PEHUAKETOHYPHH, THIIEPXOAECTEPHHEMHH, HOAOCTAaTOYHOCTH anbda-I-
aHTHUTpHUIICHHA. [lepecaska KAETOK OCTPOBKOBOI'O anmnapaTa
IMOAKEAYAOUYHOM JXKEene3bl IPEeAROXKEHA AN NeUEeHHS IOBEeHARBHOH
doopMEBI caxapHOro suabeTa.

CoueTaHIe BO3MOXHOCTEM N'€HETHKH U KAMHHYECKOH ITeAHaTPHUH
IIO3BOAHUT Y>KE€ B HEAANEKOM OYAYyIIIEM PEIIATh CAOXKHEHIIIHE BOIIPOCHI
REYUEHHS U IPOPHUAAKTHKH HACAeACTBEHHBIX MOHOT'€HHBIX OHOone3HeH.
CoBpeMeHHass MEAHIIMHCKAS M KAMHHUYECKAs FT€HETHKA IPEeACTABASIET
CO0O0H APUAHIINX IPHMEP €AHUHEHH HAYKH H IIPaKTHKH. iccaesoBaHHuA,
elle HeAaBHO IIPEACTABASIOIIHECS CYI'yOO TEOPETHUYECKHMH, B
CUYHTAHHBIE I'OABI IIOAYYAIOT PEANbHbBIN IPAKTHYECKHH BBIXOA Ha 61aro
3A0POBbSI HACTOSIIIEro B OYAYIIIHX IIOKOASHHH.
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