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BBenenune

[utonornyeckue OCHOBBI  HACIEACTBEHHOCTH  CBA3aHbl C  JIByMs
HEpa3pbIBHBIMH CBOMCTBAMHM BCE€X OPraHU3MOB - HACJEACTBEHHOCTHI) M
H3MEHYMBOCTbI. Y c00aK M3MEHUMBOCTH MpPEACTaBIEHa MHOTOOOpa3zueM (opm
BHYTPH MOPOJIBI U JJake BHYTPpHU NoMeTa. B To ke BpeMst Bce MpeICTABUTENN OJHOM
MIOPOJIbI UMEIOT CXOJICTBO, OOECIIEUMBAEMOE HACIICICTBEHHOCTHIO.

Bce  HacnmencTtBeHHbIE  NPU3HAKA — OMNPENETSIOTCS  ONPEEICHHBIMU
HE3aBUCUMBIMU JPYT OT JApPyra MaTepUalibHbIMH €UHUIIAMHU - TeHaMH. Kaxblit
TeH 3aHMMAaeT CTPOro OMpEeNIeJIEHHOE MECTO B CTPOTO OMpPENeIEHHON XpOoMOcoMeE,
Ha3blBa€MOE€ JIOKYycOM. I3-3a MapHOCTH XpOMOCOM B KJI€TKAaX, TI€HBbl B
XPOMOCOMHOM Ha0Ope TakXke MpeACTaBICHbI MmapamMu. [eHbl, pacnojioKeHHBbIE B
OJTHOM JIOKYCE Ha3bIBAIOTCA AJUIeIbHBIMHU WU AJJIeJIAMM.

I'enpl MOryT mperepreBarb U3MEHEHHUS B CBOEM CTPOCHUU - MYTHPOBATh,
BCIIEJICTBHE 3TOTO M3MEHSIOTCS BHEIIHWE MPOSIBICHUS MpHU3HAKa, 3a KOTOPBIN
OTBEYACT JIaHHBIA ajuiesb. MyTauus TPUBOAUT K U3MEHEHUIO T€HOTHUIIA, KOTOPOe
MOXET OBITh YHACJIEIOBAHO KJIETKAMH, MPOUCXOIAIIMMUA OT MYTAHTHOU KJIETKU B
pe3yabTare MHUTO3a WIM Meio3a. MyTupoBaHHE MOXET BbI3bIBaTh W3MEHEHMUS

KaKUX-JIMOO MTPU3HAKOB B MOMYJISALHH (TIOPOJIE).



1. XapakTepucTHKH MyTaUMH

MyTaumMel Ha3bIBalOT HM3MEHEHHE KojnuecTBa WM CTpykrypel JIHK
opranu3ma. MyTtanus NpUBOIUT K MU3MEHEHHIO T€HOTHIIA, KOTOPOE MOXET OBITH
YHACJEA0BAHO KJIETKaMU, NMPOUCXOASUIUMU OT MYTAaHTHOM KJIETKH B pE3yjbTare
MUTO3a WJM Meio3a. MyTHpOBaHHWE MOXKET BbI3bIBATh M3MEHEHUS KaKUX-JIHOO0
IIPU3HAKOB B MOMYJISAUUU. MyTanuu, BO3HUKIINE B TIOJIOBBIX KJIETKaX, IEPEAAIOTCS
CIEAYIOIIMM IIOKOJICHHUSIM OpraHMW3MOB, TOTAA KaK MYyTallMM B COMATHYECKHX
KJIETKaX HacCJEIyIOTCS TOJIBKO JIOYEPHUMH KIIETKamMH, 0Opa30BaBIIMMHUCS IYTEM
MHUTO3a, U TAKAE MYTALIMU HA3bIBAIOT COMaTH4YE€CKUMHU.

MyTanuu, BO3HUKAKOIIME B  pE3ylbTaTe€ MW3MEHEHUS 4HClIa WU
MaKpOCTPYKTYPBl XPOMOCOM, U3BECTHBI 10/ HA3BAHHUEM XPOMOCOMHBIX MYTALM
WIM XPOMOCOMHBIX abeppaiuil (mepectpoek). MHorma XpoMocOMbl TaK CHUIIBHO
WU3MEHSIOTCS, YTO 3TO MOXKHO YBUIETh NOJ MUKpPOCKONoM. Ho TepMuH «MyTamus»
UCIOJNIb3YIOT TJIaBHBIM 00pa3oM i o0o3HaueHuss uaMeHenust ctpykrypsl JJHK,
KOTZ1a MPOUCXOAUT TaK Ha3blBaeMasi TeHHasl, WM TOYEUHAs], MyTalusl.

[TonsiTue Myrtaumii OBIJIO BBEIEHO B HAyKy TrOJUIAHACKUM OOTaHHKOM-ZIE
®puszoM. VYpacTeHus OCIMHHHUK (SHOTEpa) OHHAOMIONAN TMOSBICHUE PE3KUX
CKauKOOOpa3HBIX  OTKJIOHEHWH  OTTUNMHMYHON  (POpMBI  pacTeHus, NpUUEeM
OTUOTKJIOHEHHs OKAa3aJuCh HACJIECACTBEHHBIMH. JlabHEHIINE HCCIECAOBAHUSA
Hapa3JIMYHbIX OOBEKTaX - PACTEHMSIX, KUBOTHBIX, MUKPOOpPraHU3Max - MOKa3ajH,
YTO SIBJICHUE HACJIEICTBEHHOW (MyTallMOHHOW) M3MEHUYUBOCTH CBOMCTBEHHO BCEM
opranusmaM. [lepBoHauaneHble npencrasieHusge dpuza OoToM, 4TO MyTalHUH -
BCETNAa KPYNHBIE HACJIEICTBEHHBIE W3MEHEHUS, NAJbHEUIIMMHU HCCIEAOBAHUSIMU
HEMOATBEPAWINCH. Hapsaay Cpe3KuMu OTKIIOHEHHMSIMU TOPa3fo Yalle BCTPEYAIOTCS
HEeOOJIbIINEe MyTallMi, HEMHOTUM OTJIMYAIOIIUECsS OT UCXOTHBIX (GOopM. YKa3aHHbBIN
emene  @Ppu3zoMm  NpU3HAK  MyTalMid -  CKAuKOOOpasHBI  XapakTep

N HACJICACTBCHHOCTb - OCTACTCA BCHIIC. MYTaI_II/II/I COBCPIIAOTCA B pPa3JIMYHBIX



HaIpaBJIEHUSX, W OOBIYHO OHU HE SIBJIAIOTCS MPUCTOCOOUTENHHBIMU, TMOJE3HBIMU
JUISl OpTaHW3Ma U3MEHEHUSMMU.

I'ennble wmyTanuu. BHesanHble CHOHTaHHBIE W3MEHEHUs (PeHOTHIA,
KOTOpPbIE€ HENIb3d CBS3aTb C OOBIYHBIMM T'E€HETHUYECKUMM SIBICHUSMHU WIHU
MUKPOCKOIMYECKUMHU JTaHHBIMU O HAJUYUU XPOMOCOMHBIX abeppaluii, MOXHO
OOBSICHUTH TOJBKO M3MEHEHUSMH B CTPYKTYpe OTIEIbHBIX T'€HOB. [ e€HHas, Wiu
Toue4yHasi (MOCKOJbKY OHa OTHOCUTCS K ONPENEIICHHOMY TIE€HHOMY JIOKYCY),
MyTalusl - pe3yibTaT U3MEHEHUS! HYKJICOTUHOMN MOCIEA0BATEIIbHOCTH MOJIEKYJIIbI
JHK B  omnpemeneHHOM  y4acTKe  XpOMOCOMBL.  Takoe  M3MEHEHHE
MOCJIEAOBATEIBHOCTH OCHOBAHMM B JIaHHOM T€HE BOCIPOU3BOAMTCS MPH
TpaHckpunuuu B crpykrype M-PHK w  npuBogur k  u3MeHeHwHo
MIOCJICTIOBATEIbBHOCTA aMUHOKHWCJIOT B TIOJIMIICITHIHON TN, OOpa3yromieics B
pe3yabTare TpaHCISUU Ha pudocomax.

CymecTBylOT  pa3jauyHble THUIBI TEHHBIX MYTalMil, CBA3aHHBIX C
no0aBlieHWEM, BBITIAJICHUEM WM TIEPECTAaHOBKOW OCHOBaHMM B TeHE. OTO
MyTUIMKAllUKM, BCTaBKH, JIEJIEHWHU, WHBEPCHM WIM 3aMEHbl OCHOBaHUM. Bo Bcex
Cay4asix OHM MNPUBOASAT K HU3MEHEHUIO HYKIECOTHUIHOW MOCIEAOBATEIbLHOCTH, a
4acTo - U K 00pa30BaHUIO0 U3MEHEHHOTO MOJIuIenTua (oemnka).

Henemuun - (yTpara), XpOMOCOMHAasl MyTalusi, MPU KOTOPOH IPOUCXOIUT
NOTEPSI OJHOTO U3 BHYTPEHHUX (HE KOHIIEBBIX) YYaCTKOB XPOMOCOM.

Aymnukanus - (yIBOCHHUE), XPOMOCOMHAs MyTallusl, TP KOTOPOU ONUH U3
Y4aCTKOB IPEICTABIIEH B XPOMOCOMHOM Habope 6osiee 0JHOro pasa.

NuBepcust - XpoMOCOMHasi MyTallds, BO3HUKAmOIIasi a pe3yibrare ABYX
paspelBOB M IOBOPOTAa ydacTka xpomocombl Ha 180°. Tlpm »sTom
MOCJIEIOBATEIbHOCTh TEHOB U3MEHSETCS HA 00paTHYIO.

HNHcepuus - BCTaBKa NEPEMENIAIONIETOCS T€HETHYECKOTO AIEMEHTA B HOBOE
MECTO Ha XpOMOCOME WJIM TUIa3MHJIE; YacTO BEAET K 00pa30BaHUIO MHCEPIIMOHHBIX

TE€HHBIX MYTAaLUH.



I'enHble MyTanuy, BO3HUKAIOIIME B TaMeTax WM B OYIyIIMX IOJIOBBIX
KJIETKaX, MepealoTcs BCEM KJIETKaM IMOTOMKOB M MOTYT BJIMSATh Ha JabHEHITYIO
cynsOy momynsanuua. CoMaTHyecKHe TeHHble MYTAallMM, IIPOUCXOJAIINE B
OpraHu3Me, HacJEIyIOTCS TOJIBKO TEMU KIETKaMHu, KOTOpble O0O0pa3yroTcs U3
MYTaHTHOW KJIETKM TyTeM MuTo3a. OHM MOTYT OKaszaThb BO3JCHCTBHE Ha TOT
OpraHu3M, B KOTOPOM OHHU BO3HHUKIM, HO CO CMEpPTBhIO OCOOM HCYE3al0T W3
reHodoHaa nomynsaiuu. CoMaTHyecKhe MyTallMd BO3HHUKAIOT OYEHb YacTo U
OCTAlOTCSl HE3aMEUECHHBIMHM, HO B HEKOTOPBIX CIydasX MpU 3TOM OOpaszyroTcs
KJIETKH C TIOBBIIICHHOW CKOPOCTBIO pOCTa W JIeJIeHUsl. DTH KIETKH MOTYT JaTh
Ha4yaJIo OMyXOJIsIM - JIUOO JOOpPOKaYeCTBEHHBIM, KOTOPhIE HE OKa3bIBAIOT 0COOOTO
BIUSHHS HA BECh OPTraHU3M, JMOO 3JIOKAYECTBECHHBIM, YTO MPHBOJIUT K PAKOBBIM
3a00JIEBaHUSIM.

OddexThl TeHHBIX MyTalUid Ype3BbIYANHO pazHOOOpa3Hbl. bosbiias yacte
MEJIKMX TE€HHBIX MYTAaIlMil HE MPOSBIAETCS, MOCKOIBKY OHU PEIECCUBHBI, OJTHAKO
W3BECTEH psij CIydaeB, KOTJa M3MEHEHHUE BCEro JIMIIb OJHOTO OCHOBAaHMUS B
OTIPEZICIICHHOM TEHE OKa3blBaeT TIyOokoe BimsHUE Ha (enotun. OmHuM u3
MPUMEPOB CIY>KUT CEPIIOBUIHOKIICTOUHASI aHEMUSs - 3a00JIeBaHNE, BbI3BIBAEMOE Y
YeJoBeKa 3aMEHOM OCHOBAHHUS B OJJHOM M3 TE€HOB, OTBETCTBEHHBIX 3a CHHTE3
remornmoonHa. OT CTPYKTyphl TOJMIENTHUIHBIX IIEMed 3aBUCUT CIIOCOOHOCTH
MOJIEKYJIBI TEMOTJIOONHA TTEPEHOCUTH KUCIOpo. V3MeHeHe MoCIen0BaTeIbHOCTH
OCHOBaHMM B TPUIUIETE, KOJUPYIOIIEM OJIHY OINpPEACIICHHYI0 aMUHOKHUCIIOTY U3
146, npuBOIUT K CHHTE3Y aHOMAJIbHOTO TE€MOIIIOOMHA CEPHOBUIHBIX KJIETOK
(HbS). ITocaenoBarenbHOCTH aMUHOKHUCIOT B HOPMAJIBHBIX M aHOMAJIbHBIX IETISIX
pa3nnyaroTCs TEM, 4TO B OJTHOM TOYKE  AHOMAJbHBIX  IIEIeu
reMomnIo0MHA-STITyTaMU0Basi KUCJIOTa 3aMellleHa BaJuHOM. B pe3ynbrare Takoro,
Ka3aJ0Ch Obl, HE3HAYUTEIHLHOTO W3MEHEHUsI TEMOIJIOOUH S KPUCTAIIIU3YETCS TPH
HU3KUX KOHIICHTPAILMSAX KMCIOPOJa, a 3TO B CBOIO OYEPEb IPUBOJIUT K TOMY, UTO B

BEHO3HOW KpPOBU DJPUTPOLUTH C TaKUM TeMOIIOOMHOM nedopmupyores (u3



OKpPYIJIBIX ~ CTAHOBSITCA  CEPHOBUAHBIMM) MU OBICTPO  pa3pyllIaroTCs.
®duznonornuyeckuit 3QPexT MyTalu COCTOUT B Pa3BUTHH OCTPOW aHEMHUU H
CHWIKEHUM KOJIMYECTBA KHMCIOPOAA, MEPEHOCHMOIO KPOBBbIKO. AHEMHsI HE TOJBKO
BBI3BIBACT (DU3MUECKYIO CJIa0OCTh, HO M MOXET MPUBECTH K HAPYLIICHUSIM
JEeSATENbHOCTH CcepAla M MOYeK M K paHHEeW CMEpPTU JIIOAEH, TOMO3UTOTHBIX IO
MYTaHTHOMYaJUIENIF0. B TreTepo3WroTHOM COCTOSSHUM 3TOT aJUI€Nb BBI3BIBAET
3HAYUTENBHO MEHBIIUA dPQPEKT: SPUTPOLUUTHI BHIIISAIT HOPMAJIbHBIMH, a
AHOMAaJbHBI TEeMOIJIOOMH CcOCTaBiseT ToJibko oOkoio 40%. VY reTepo3uror
pa3BUBAETCsl aHEMUs JIMIIb B ci1aboil ¢popme, a 3aTo B TeX 00NaCTIX, TJIe MHUPOKO
pacnmpocTpaHeHa Majsipusi, OcoO0eHHO B Adpuke U A3UM, HOCHUTEIU
aJJIeNSICEPIIOBUAHOKICTOYHOCTH  HEBOCHIPUMMYUBBI K 3TOoM  0ojie3Hu. ITo
OOBSICHSIETCSI T€M, YTO €€ BO3OyAWTENh - MAIAPUNHBIA MIa3MOIUN - HE MOXKET

AKUTh B DPUTPOLUTAX, COAEPKAIINX aHOMAJIbHBIN T€eMOITIOOUH.



2. Knacenpurkauusa MmyrTanumu

A). [lonposIBIEHUIO BI€TEPO3UTOTE:

1. loMMHAHTHBIE MYTAIMU - MYTalUH, TPOSBIISIONIUECST BIETEPO3UTOTHOM
COCTOSIHUM BITOKOJICHUM WX BOZHUKHOBCHMSI W PACHICIUISIOIIMECS B CIEAYIOIINAX
MOKOJICHUSIX.

2. PemeccuBHbIe MYTAUMH - TPOSBISIONIMECS, €CIU MyTaHTHBIN
TEH OKAXKETCSA B TOMO3UTOTHOM COCTOSIHUMU.

b). I1o ykJIoHEHHIO OT HOPMBI WJIM TaK Ha3bIBAEMOT'O JUKOTO THIIA!

1. IlpsaMBbIe MyTalluM - 3TO MYTAalllH, BbI3BIBAIOIINE OTKJIOHEHUE OT JUKOTO
tuna. O0paTHble MyTALMH - 3TO BO3BPAILICHUE K JTUKOMY THITY.

2. PeBepcuu. MHorna roBopsAT o0 0OpaTHBIX MYTaLMIX, OJHAKO OYEBHUJIHO,
YTO OHU MPEACTABIAIOT  COOOM  TOJMBKO  4YacTh  PEBEPCUM,  IMOCKOJIBKY
B JICHCTBUTEIBHOCTH ILIUPOKO PACIPOCTPAHEHBI TAK HA3BIBAEMBIE CYIPECCOPHBIC
MyTaiuu. Bo3Bpar k ucxogHoMy (EHOTHITY Y MyTaHTHOTO OpraHW3Ma BCJIEICTBHUE
BOCCTAHOBJICHUSI (DYHKIIMM MYTAHTHOTO T€HA HEPEAKO MPOUCXOAUT HE 3a CUeT
WCTUHHOM PEBEPCUM, a BCIEICTBUE MYTAlMU B JAPYrOM YacTH TOTO K€ CaMOro
reHa WIM Ja)Xe APYyroro HeaJuIeJIbHOro reHa. B 3ToM cilyyae BO3BpaTHYrO MyTalUIO
HAa3bIBAIOT CYIIPECCOPHOM.

B). B 3aBucMMOCTH OT IPUYUH, BBI3BIBAIOIIUX MYTaIlUN:

1. CioHTaHHBIE, BO3HUKAIOIIUE 0€3 BUANMOM MIPUYUHBI, T.C.
0e3 KakuX-1100 UHAYLHUPYIOMINX BO3EHCTBUN CO CTOPOHBI IKCIIEPUMEHTATOPA.

2. MaayuupoBaHHble MyTaliy (BbI3BAaHHBIE).

CymiecTByIOT 1 00oJiee YaCTHBIC TTOIXOBI K KiIacCU(PUKAIIN My TaIuii:

I'). o nokanu3aiuu B KJIETKE:

1. SinepHbie MyTalUu - TEHOMHBIE, XPOMOCOMHBIE, TOYEUHBIE.

2. lluTomiazmaruyeckue. BoaTtoM ciydae O0O0BIYHO TOJIpa3yMeBarOT

MYTAalLMU HESAEPHBIX T€HOB, HAXOIAIMNXCS BMUTOXOHIpranbHou JTHK.



J). 1o oTHOIIEHHUIO K BO3MOXXHOCTH HACJIEAOBAHUS:

1. T'eHepaTMBHBIE, TIPOMCXOJAIINE B IOJIOBBIX KieTKax. Ecnum myranuun
BO3HUKAIOT B MOJOBBIX KIJIETKaX, WX HA3bIBAIOT TE€HEPATUBHBIMU MYTalUSIMHU,
a €ClK B IpyTUX  KJETKaX  OpraHu3mMa -  COMaTHYECKUMU  MYTalHsIMHU.
CoMarnyeckue MyTallMd MOTYT Ie€peaBaTbCcsl MOTOMCTBY ITPU BEreTaTUBHOM
pasMHOXeHur (y co0ak  HEBO3MOXHO). I'eHepaTMBHBIE MyTAUMH -
yYHAcCJEAOBaHHbIE MYTAIlMM, OHHU BO3HUKAIOT B MOJOBBIX KJIETKaX, HO HE BIUSIOT
Ha MIPU3HAKU JAHHOTO OpraHu3Ma, a NPOSBISIIOTCS TOJIBKO B CJEAYIOIIEM
OKOJICHUH.

2. Comaruyeckue, IPOUCXOASIINE B COMATUYECKHX KIETKaX (KJIeTKax
Tena). Ecau u3MEHSAIOTCS  TEeHbl B COMAaTUYECKUX  KIETKaX, TO MyTalluu
MPOSIBJISIIOTCSL Y JAHHOTO OpraHu3Ma U He MepefatoTcsl MOTOMCTBY IPU MOJIOBOM
Pa3MHOXEHHH.

Odenb YacTo MyTallUd KIACCUPUIMPYIOT MO UX (PEHOTUITUYECKOMY
NpOSIBJICHUIO, T.€. B 3aBUCHUMOCTH  OT U3MEHSIOLIErocsl IMpu3Haka. Torma
paccMaTpWBAaIOT MyTalldd JIeTaldbHbIe, Mopdonorunyeckne, OMOXUMUYECCKHE,
MOBEJICHYECKUE, YCTOWUYMBOCTH WJIM  YYBCTBUTEJIBHOCTH K IMOBPEKIAIOIIUM
areHTaMm U T. 1.

B oOmem Bume MOXHO CKa3aTh, YTO MyTallMM - 93TO HAaCJeIyeMbie
U3MCHEHHsI TeHeTHYecKoro Marepuana. OO0 WX MOSBICHUU CYIAIT IO M3MECHECHUSM
npu3HakoB. B mepByro  odepeab  3TO OTHOCUTCS K T€HHBIM  MYTallHsM.
XPpOMOCOMHBIE U1 TEHOMHBIE MYTallUH BBIPAKAKOTCSA TAKKE B U3MEHEHUH XapaKTepa

HaCJICAOBAHUS ITPU3HAKOB.



3. 3HavyeHue MmyTanui

XPpOMOCOMHBIE U T€HHbIE MyTallMl OKa3bIBAIOT pa3HOOOpa3HbIe BO3ACHCTBUS
Ha OpraHusM. B pe3ylbTare HEKOTOPBIX XPOMOCOMHBIX MYTAallUil OIpeneeHHbIE
TreHbl MOTYT OKa3aTbCs BMECTE, M HUX O0OmHUiA >PPeKT MOXKET NPUBECTH K
HOSBJICHUIO KaKOro-nmmOo OmaronpusTHoro mnpusHaka. Kpome Toro, cOmmkeHue
HEKOTOPBIX T'€HOB JAPYr C APYIOM J€JAaeT MEHEE BEPOATHBIM HUX pa3/EIICHUE B
pe3yabpTare KpOCCHHIOBEpa, a B cCiydae OJaronpusTHBIX T€HOB 3TO CO3AAET
IPEUMYILECTBO.

I'enHass MyTanust MOXKET IPUBECTH K TOMY, YTO B ONPEACIECHHOM JIOKYyCE
OKa)XETCSI HECKOJIBKO aJUIesIed. DTO yBEIMYMBAECT KaK I'€T€PO3UTOTHOCTH JTaHHOMN
NOMYJISILINKM, TaK U €€ TeHO(QOHA, U BEAET K YCHUJICHHUIO BHYTPHUIIOMYJISALUOHHOM
u3MeHYnBOCTHU. [lepeTacoBka reHOB Kak pe3ysbTaT KPOCCUHIOBEPa, HE3aBUCUMOIO
pacnpeseneHus, CIy4alHOTO OIUIOJOTBOPEHUST W MyTalUil MOMET IOBBICUTH
HENPEPBIBHYI0 M3MEHYMBOCTb, HO €€ HBOJIIOIMOHHASL POJIb YaCTO OKa3bIBAETCS
OPEXOAAIIe, TaKk Kak BO3HUKAIOIIME IPH 3TOM H3MEHEHUS MOTYT OBICTPO
CIVIAIUTHCSI BCIIEJCTBUE «YCPEAHEHUS.

Yro ke KacaeTcs T€HHBIX MyTallMil, TO HEKOTOpbIE W3 HUX YBEIMUYUBAIOT
JTUCKPETHYIO U3MEHUMBOCTh, U 3TO MOXKET OKa3aTh Ha MOMYJISALUI0 Oosee IyOokoe
BIMSHUE. DBOJNBIIMHCTBO TE€HHBIX MYTallMd PELECCUBHBI IO OTHOLIEHHUIO K
«HOPMAJIBHOMY» aJlJIEI0, KOTOPBIA, YCIEIIHO BBIIEpKaB OTOOpP Ha MPOTKEHUU
MHOTUX TIOKOJIEHHMH, JOCTUTHYJ T€HETHMYECKOTO paBHOBECUS C OCTAJIbHBIM
TEHOTUIIOM. DByny4yu penecCMBHBIMM, MYTaHTHBIE ajUIeII MOTYT OCTaBarbCsi B
NOMYJISILIMM B TEYEHHE MHOTHX MOKOJICHHI, TIOKa UM HE YJACTCsl BCTPETHUTHCS, T.€.
OKa3aTbCsi B TOMO3MIOTHOM COCTOSIHUM WU TpOSIBUTHCS B (eHorune. Bpems ot
BPEMEHM MOTYT BO3HUKAaTh M JOMUHAHTHbIE MYTAHTHBIE aJUIEIH, KOTOpBIE
HEMEJIJICHHO Aat0T (DEHOTUITHIECKHUH P DEKT.

I[aBJIeHI/Ie MYTAIUOHHOC - HN3MCHCHHC COOTHOHICHHA 4YaCTOT ajuiesnen
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MOMYJISILIUA  BCJICICTBUE PA3HOM BEPOSITHOCTU MPSAMBIX U OOpaTHBIX MyTalui
Kakoro-imbo reHa. B pesynbrare yBelIMUMBaeTCsl YaCTOTA TOTO AJLJIEINsl, B CTOPOHY
KOTOPOTO MYTAIMH MPOUCXOAAT ¢ Oosbiiel yactoroil. [lpu paBHOW BEpOSTHOCTH
HOPSIMBIX U OOPATHBIX MyTallUid MyTallMOHHOE JABJICHUE MCUE3AET, U B MOMYJALINI
HACTYIIA€T PABHOBECHOE COCTOSIHHE.

CymiecTByOT Takue HAaCJIEACTBEHHBIE U3MEHEHHS, KOTOPbIE BTOMO3UTOTHOM
COCTOSIHUU BBI3BIBAIOT THOEIb (TaKKe MyTallii HAa3bIBAIOTCS JETAJbHBIMU).

UccnenoBanust mokaszany, 4TO B IPUPOAHBIX YCIOBHUSIX MYTAUs Ka)KIOTrO
OTZICJIBHO B34TOTO T€HAa MPOMCXOAMUT OYEHb penko. Ha mepBhlil B3MIS MOXET
BO3HUKHYTbH MPEJICTABICHUE, YTO TaKasi Majasi U3MEHUYMBOCTb T€HA HE MOXKET JaTh
JOCTaTOYHOTO Marepualla HACJIEICTBEHHOM W3MEHYMBOCTH ISl ECTECTBEHHOIO
orbopa. Ha camom pnene 3To He Tak. Y OpraHm3Ma HMEETCS HECKOJBKO THICSY
T€HOB, TaK YTO OOIIEee YUCIIO MyTallui OKa3bIBACTCS 3HAUUTEIIHLHBIM.

CrnocoOHOCTh K MYTHPOBAaHUIO - OJHO W3 OCHOBHBIX CBOWCTB TI€HA.
Pazymeercs, kaxnmas otTaelbHas MyTalMs BbI3BIBACTCA KAaKOM-TO MPUYUHOM.
Opnnako B OOJIBIIMHCTBE ~ CIy4aeB  ATHU NPUYMHBI  OCTAIOTCS  HEU3BECTHBIMU.
MyTtanuu cBsi3aHbl € UBMEHEHUSIMU BO BHEIIHEW cpene. ITO yOeauTeabHO
JIOKa3bIBAETCA TEM, YTO PA3JIMYHBIMU BHEIIHUMH (DAKTOpaMu YIAETCA PEe3KO
MOBBICUTh ~ YMCIIO  BO3HUKaromux  myrtamuid.  OcoberHHo  3ddeKkTHBHO
JNEUCTBYIOIIMMH  (pakTOpaMu  DKCHEPUMEHTAIBHOTO  TOJYYCHHUS  MyTarui
OKAa3bIBAIOTCS TAKHWE, KOTOPBIE BIMSIOT HA HYKJIEMHOBBIE KHCJIOTBI. JTO BIIOJHE
MOHATHO, TaK KaK MaTepuaibHON 0CHOBOM TeHoB ciyxutT JHK.

DKCTIEPUMEHTAIILHOE MOYyYEeHUE MYTalluid UMEET U OOJBIIIOE MPAKTUIECKOE
3HAQUEHUE, TaK KaK Pe3KO MOBBIIAET HACICACTBEHHYID HM3MEHYMBOCTh, JaBasd,

TakuM 00pa3om, Marepua Jijist oToopa.



11

5. IIpakTHyecKoe 3HAYeHHE MYTALIUI B pa3BeleHuH c00aK

VY cobak cyuiecTByeT LeNbli psi MyTaluuid, NPUBOMALIMX K Pa3BUTHIO
0e3BoJsiococTr. Asuiesnn O€3BOJIOCOCTH B T'OMO3UTOTHOM COCTOSIHUM IPUBOJIMT K
BHYTPUYTpPOOHOM rubenu ero Hocuteneil. Bee skuBylme roiasie cOOaKH SBISIOTCS
reTepO3UTOTHBIMU M TIPU CKPEHIMBAHUU MEXKIY COOOH HaloT B KaXIOM IOMETe
TOMO3UTOTHBIX 0CO0€H, WMEIOIUX HOPMAJbHBIA IIEPCTHBIM IMOKPOB, TakK
Ha3bIBAEMbIX «IYXOBOK». Koka TroyibIX CcO0AaK HCHEIIpEeHa PUCYHKOM MSATKHX
CKJIaJIOK, YBEIMYMBAIOIIMX HCTUHHYIO ITOBEPXHOCTh KOXXKM M BBINOJHSIOLIINX
MHO>KE€CTBEHHbIE 3aIIUTHBIE (PYHKIUU.

besycioBHo amienu 0e3BOJIOCOCTH, KaK U AN JAUKOTrO THIA, 001alaroT
mwieifiorponubiM fAelictBueM. CaMm (akT BHYTpHUYTpPOOHOW THOENTH IIICHKOB,
TOMO3UTOTHBIX IO TeHY O€3BOJOCOCTH, TOBOPUT O TDIIYOOKOM HapylIEHUU
opraHorenesa. IlneilorponHoe aeiicTBue reHa O€3BOJIOCOCTH MPOSBIAETCS U B
dbopMUpOBaHUU OIpPEACIEHHOTO MOopoaHOro (eHotuna. B dactHOCcTH 3YyOBI Y
roibIX Cc00aKk BO MHOTOM OTIMYAIOTCA OT 3YO0OB CO00aK JApYrux MOPO..
becriepcTHOCTh KUTaCKUX U MEKCMKAHCKHUX TOJIBIX COOaK 00yCIIOBIEHA pa3HbIMU
aJUIeIISIMU.

HacaencrBeHHbIe aHOMAJIMM ¥ IOPOKH PA3BUTHA y CO0aK

Ha ocHoBaHumM aHanu3a HacJaeICTBEHHO OOYCIOBIEHHBIX aHOMAIMM HX
MOXKHO pa3leliuTh Ha JBE Tpymnmbl. 'eHeTMYeCcKHMe AHOMAJIMU IPEACTABISIOT
co00l HaCJeICTBEHHO OOYCJIOBIECHHBIE OTKJIOHEHHUS! OT THUIIMYHOTO (OT HOPMBI), B
BO3HMKHOBEHUU KOTOPBIX OIIPEACIICHHYI0 pOJb ChIIpajl T€HOTHUIl >KUBOTHOIO.
bonpmas 4acTh TIE€HETHYECKMX AHOMAIMM CYILIECTBYET B BHMJE PELECCHUBHBIX
JeTalnbHbIX WM CyOJEeTaldbHBIX TE€HOB, HaXOJAUIUXCA B TETEPO3ZUTOTHOM
coctosiHUU. [10100HBIX T€HOB y cOOaK OMUCAHO MEHbIIIE, YEM Y IPYTUX KUBOTHBIX,
OJIHAKO 3TO TOBOPHWT JIMIIb O MEHbIIEN uX u3yuyeHHOCTU. [lopoanbie anHomMauun

IPEICTABISAIOT COOOM OTKIOHEHMSI OT CYIIECTBYIOILIETO MOPOJHOIO THIA, 4acTO
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BO3HUKAIOIIUE BCJICACTBUE HEKOPPEKTHOTO MCIIOIB30BaHUS PA3IUYHBIX METOJOB
pa3BeIECHUS.

I'eneTnueckue aHomajauu - 3T0 MophodyHKIHMOHATIHHBIE HAPYIICHUS B
opranu3Me co0aKu, BO3HUKAIOIINUE BCIEACTBUE T€HHBIX U XPOMOCOMHBIX MYTAaIIHil.
['enHble MyTanMu MOTYT Hapyimiatb MOP(OTreHe3 OpraHoB M TKAHEW Ha pa3HbIX
JTarnax, OTCIOAA CTOJIb IIMPOKUN CIEKTP BPOXKACHHBIX aHOMAJHM, CBSI3aHHBIX C
n3meHeHussMu Mosekynsl [[HK. M3Menenus uncina XpoMOCOM B KJIETKax WJIM UX
CTPYKTYpbl OOBIYHO TPUBOAAT K TMPEKPAIICHUIO pPa3BUTUS 3MOpHUOHA WU
POXKIIEHUIO 0CO0EM ¢ TSHKEIBIMU MOPOKAMH PA3BUTHS, HAPYIICHUIO Y KUBOTHBIX
BOCIIPOM3BOJIUTEIBHBIX (QyHKIMI. OJHako, JaleKko HE BCE TIE€HETUYECKHE
aHOMAJIMU  TIPEJACTABIAIOT CcOo0OM maromoruto. YacTto 1moa «aHOMAIUCH»
MOHUMAETCSI OTKIIOHEHHE OT HOpMaibHOTO (heHoTHMNAa. Hampumep, nHOI BET 1I1a3,
MOSIBJICHWE HETUITUYHBIX JIJISl IOPOJIbI MATEH, OTKJIOHEHUS B KOJTUYECTBE 3yO0B WU
HEMpeIyCMOTPEHHas CTaHIapToM (aKkTypa U JIJIMHA IEePCTH.

bospmias ponp B 3THOJIOTMHA  BPOXKACHHBIX AHOMAJIUW IPUHAIJICKUT
JeTaJbHbIM U Cy0JeTaJbHbIM IeHaM. Y YellOBeKa MMH OOYCIIOBJICHO CBBIIIEC
2000 anomanuii, MHOTO TaKMX MPU3HAKOB OMTUCAHO y COOAK.

Pa3BuTHe MHOrMX aHOMaNMil ompenenseTcs B3auMoAehcTBHEM (HaKTOPOB
OKpYKarolen cpensl 51 TE€HOTHIIA. 10, TaK Ha3bIBAEMBbIE,
HACJIEACTBEHHO-CPeA0Bble AHOMAJIMM, KOTOPbIE KOHTPOJUPYIOTCS IMOJUTEHHOU
cucteMor. @EHOTUNTNYECKOE MPOSIBIICHUE ITUX MPU3HAKOB 3aBUCHUT OT KOJIUYECTBA
MYTaHTHBIX T€HOB, 00yClaBIMBAIOUIMX aHOMajuio. CylIecTBYeT MOHATHE MOpora
AECTBUA TaKWX TE€HOB, YTO COOTBETCTBYET HUX YHUCIY, TO €CTb CHJIE
KyMYJSATHUBHOTO JIEUCTBUSA, HEOOXOAMMOTO JJis MpOsiBIEHUS aHoMaiuu. Ecmu
YHUCJIO MYTaHTHBIX T€HOB HUKE ITOPOTOBOTO, JKUBOTHOE OCTAHETCSI (PEHOTUTTNYECKHU
HOpPMaJIbHBIM. BbICOTa mopora AeiiCTBUS 3aBUCUT OT YCJIOBUN CPEBI.

B HexkoTophIX cnydasx (GEeHOTUINMMYECKU CXOIAHBbIC aHOMAJIMU UMEIOT Pa3HYyIO

TEHETUYECKYI0 JETEPMUHUPOBAHHOCTb. B JIpyrux ciy4asx BO3HUKHOBEHHE
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(EHOTUTTMYECKU CXOAHBIX AaHOMAaJIWil y 0co0eil C OIpenelIeHHBIMU T€HOTHIIAMU
MOXKET TMPOUCXOAWTHh TOJ JACHCTBMEM BHEIIHEW cpeAbl. Takhe aHOMaIuH
HAa3bIBAIOTCS (PDEHOKONMAMM.

AHOManmuM MOTYT BO3HHKATh MO BO3ACHCTBUEM MOBPEXKIAIONIUX (HAaKTOPOB
BHEIIHEW Cpenbl - TeparoreHoB. YacTo OHM OKa3bIBAIOTCA CXOAHBIMH C
TeHEeTHYECKU O0OyCIIOBIEHHBIMHU JedexkTamMu. Tak Hampumep, «BOJTYbSL NMACTH)
MOXXET BO3HHKHYTh KaK TIpU TEPAaTOTE€HHOM BO3JCUCTBUH, TaK H OBIThH
HACJIEZICTBEHHO O0YCIIOBJICHHOM.

Cnucok aHoManui U HaclIeCTBEHHO-00YCIOBICHHBIX 3a00JIeBaHU COOAKCM

B IIPHAJIOKCHUMU.
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3akiouenue

N3ydeHne HacaenCTBEHHOCTH co0aK MOMOraeT Jyyllle TOHUMATh 30POBbE U
JpyTHe XapaKTepUCTHKU CO0aK, a TaKXKe HrpaeT KIIOYEBYIO pOiib B OoprOe ¢
HACJIEICTBEHHBIMU 3a00JeBaHusAMU. Llenpio sBIsEeTCS YBEIMYEHHE IOTOJIOBbS
3I0POBBIX COOAK C XOPOILIUM 3KCTEPHEPOM.

Yucno HaOmomaemMbix y coOak aHoMmanuii (Oosbllas 4acTh W3 KOTOPBIX
KOrzna-To oOpa3oBajiach B pe3yJIbTaTe€ MyTalWu) 3a IOCIEAHHE TOAbl 3aMETHO
BBIPOCIIO, YTO SIBJISIETCSl  CJIEACTBUEM OOJIBIIOTO BHUMAHUA, YIEISEMOTIO
IPOBEACHUIO MCCIEN0BAaHUIN B c(hepe HACIEACTBEHHOCTH. DTOT ()aKkT HE O3HAUAET
pEeaIpbHOrO0 poCTa YMCJIa AaHOMAJIMM - TENeph 3aBOMYMKH U CIELUAINCTHI 3HAKOT O
HUX OOJIbIIE, YEM PaHbIIIE.

[Ipu mpoBeneHUM TEHETHUYECKUX HCCIEAOBAHMM COOaK ydeHble COOMparoT
oOpasipl, B pe3yJbTare aHajau3a KOTOPbIX MACHTU(ULUPYIOTCS HACJIEACTBEHHBIE
OPUYUHBI, JIeXKAalllie B OCHOBE PA3IMYHbBIX 3a00JIeBaHUN WM KaKUX-THMOO0 APYTrux
XapaKTepUCTUK. DTH OTKPBITHUS MCHOIb3yIoTCs s pazpadotku JJHK-tectoB mis
TecTupoBaHusl 1eMeHHbix cobak. Camo JIHK-tectupoBanume mpoBoauTcs
YaCTHBIMM  JIaDOpaTOpUsiIMM, HO JIaDOpaTOpUM  4YacTO  COTPYAHHUYAKOT C
Hay4HO-MCccenoBareNbckuMu  rpynnamu. Ceifyac OONBIIMHCTBO J1abopaTopui,
IPEIOCTABISAIOMINX YCIYTH TeHETUYECKOTO TECTUPOBAHMS COOAK ISl BIIAJIETbLEB U
3aBoquMKOB, mpoBoaiT aHanu3 JHK Tonbko Ha otnenbHble 3a00JI€BaHMS WIIU
MYTalll{, aCCOLIMMPOBAHHBIE C HACJIEICTBEHHBIM 3a00JIEBAHUEM WU XapaKTEPHbIM
IPU3HAKOM.

VYuenbiM Oomblie MHTEpeceH mnonHoMacmTaOHblii anamu3 JIHK, xotopsrit
oxBaTbiBaeT Bce 39 map xpomocoM cobOaku (mpuOIu3UTEeNIbHO 2,4 MIpH
HyksieoTu10B). Ilmanupyercs, 4ro B OyaymieM OH OyJET OCHOBHBIM CHOCOOOM
TECTUPOBAaHUS CO0AaK JUId BBISIBICHUS TEHETHMYECKHX I0OCJIeI0BaTeIbHOCTEH,

CBA3AHHBIX C PUCKOM IIPOSABIICHUA HACJICACTBCHHBIX 3a00JIeBaHUM.
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IIpunioxenne

CIMCOK OCHOBHBIX T€HETHUYECKUX aHOMAaIUH co0ak

AHOMAJIMU BHENIHHUX MOKPOBOB: My3bIpuaTka (meM@uryc), KpacHas BOJTYaHKA, TOKCHUYECKUN
AMUACPMATBHBITHEKPOIH3, TOTUMOPGHAs dpUTEMa, XOJIOJOBOUATTIIFOTUHUT, KOXKHBIA BAaCKYIIUT,
y37I0BaThli TMAHHUKYIIUT, OMYXOJIM — JIMTIOMBI, TIAITMJUIOMBI U OOpOJABKH, 3JI0KAaYECTBEHHBIC
HOBOOOpa30BaHMs, KOXKHASI aCTeHUS (IepMaTOCIapaKkcHsi), UXTHO3, 3aBUCUMBIA OT BUTaMUHA A
JIepMaro3, BPOXKIEHHBIN TUIIOTPUXO03, X-aJOMElHsl CO0aK CEBEPHBIX MOPOJ, PELUIUBUPYIOMIAs
arjorienivisi OOKOBOM TMOBEPXHOCTH TeJia cOOaK, ajomerusl IIBETHBIX co0ak (CHHIpPOM roiy0oro
no0epMaHa), YepHBIM aKaHTO3, IIMHKOBBIM JIEPMATHUT, COJHEYHBIN JEPMATUT MOYKH Hoca (HOC
KOJUTM), AaKpPOJAEPMATUT, JEPMATHT BEJIBIITEPHEPOB, IOHOMICCKUM IEJUIIOJIUT, CEMEUHBIN
JIEPMaTOMHUO3UT, TEPMOUIHBIC KUCTHI.

AHOMAJIMU PA3BUTHSI HEPBHOI CHCTEeMbl M OPraHoB YYBCTB: JUCIUIa3Hs IICHTPATbHOU
HEPBHOW CHUCTEMBI, THApoledanus, MUKpouedaus, SMHICTCHUs, PEPICKTOPHAS SIHICTICHS,
HApPKOJICTICUSI, MO3TOBas TPbDKA, MEHHHTOYHIe(dasomnene, CIUHAIbHAS aTaKCUs, MHOTOHWUS,
CyIOpOTH CKOTY-TEPhEpOB, TpeMop Oenbix co0ak, MbImeyHas aucTpodus 1adpamaopos
(MuomnaTus), MbIlIeYHAss JUCTPOUS, CHHIPOM aTpodUU MBI CIWUHBI, MHACTEHUS,
JereHepaTuBHAsE Muenonarus, ranrmo3nno3 GMI, ranmmosuno3 GM2, chuHroMuenoHos,
NOJIMHEHPOTIaTUsl, CEHCOpHAsh HEBPOMATHUS, MPOTrPECCHpYIOMmasi aKCOHOMATHs, THUIaHTCKas
AKCOHANIbHAST HEBPOMATHs, CHHIPOM IIONIATHIBAHMS, THIIOMHUEIMHOTEHE3, XpOHHYECKas
JereHepaTuBHAs  paJAUKYJIOMHENoNaTus, MyTaluus JeMuelnuHu3anuu, OonesHb KpaObe,
YKOpOUEHHE TI03BOHOYHMKA, IUCIUIA3Usl CIMHHOTO MO3ra M BPOXKICHHOE paclICIUICHHE
MO3BOHOYHHKA, CHUHJPOM HEYCTOWYMBOTO MMO3BOHKA — IICHHASI CIIOHIMIONATHS, KBaPHUILICTHSI
U aMOIHOMus.

AHOMAJIMM yXa: aHOMAaJIMM HAPYKHOTO M BHYTPEHHETO yXa, ITIyXOTa JAJIMATHHOB, IIOPAXKECHUE
BECTHOYIJIIPHOTO anmapara.

AHOMAJMU 17123 MUKpOo(TaIbMus, aHOPTaIbMUS (CUHAPOM HEMPOPE3bIBAHUS TJ1a3), aHOMATHH
a3 KOJLJTH, IJ1a3HbIE JepMOUbI U JIepMOUIHbIE KHUCTBHI, Kosoboma,
snuOyneoapHasiepMaropruOpoma, BPOXKICHHBIN 3aBOPOT BEK (PHTPOMNMS), dIeMa POTOBHUIIBL,
IucTpouss pOroBUIlbl, MYMHUQUKAIMs POTOBHILI, IEPECTUPYIOIIas IEpernoHKa 3padka,
KarapakThl, adakcus (adakus), (IKTONUs), BBIBUX WM IOJIBBIBUX XpPYCTaJMKa, MEpBUYHAS
I71ayKOMa, BTOPUYHAS IJIayKoMa, Iporpeccupyromas arpousi CeTyarku — paJuajbHasd,
LIEHTpaJIbHas, OTCJIOHKA CETYAaTKH, JUCIUIA3Us CETYaTKH, PACCTPOMCTBO CyMEPEYHOIO 3peHHUs,
AQHOMAJIUH 3PUTEIIBHBIX ITyTEH.

AHOMAJIMYU OTMOPHO-IBUTaTeIbHOIO0 aNMapaTa: BOIYbs NMacTh (MaJaTOCXU3, paciievHa Heba),
pacuierieHue BepXHEW TyObl, BEpXHEH YEIIOCTH W MOUYKH HOCA, «JBOMHAs MOYKa HOCay,
IPOTreHUs, MPOTHATHSA, OCTEONaTHs HWXHEH YeIOCTH, KpaHHOMaHAHOYISpHasOCTEeONnaTHs,
pacuienuHbl Yepera, CHHAPOM KOHCKOTO XBOCTa, Ae(GOpMHUpYIOIMUNA CHOHIWIE3, CMEIICHHE
MEKIO3BOHKOBBIX JUCKOB, TAKCUHBIM Mapajind, OCTEOXOHIAPO3, OTCYTCTBHE XBOCTA, KOPOTKUMU
W30THYTHIN XBOCT, MOJIyIIO3BOHOK, KJIMHOBUTHBII MTO3BOHOK, abpaxus,
OWTOpaKALHASOKTPOMENHS, MUKPOMENHS, CUHAAKTHIUS, OpaxuJaKTWINS, TOJUIAKTHIUS,
HEKpO3 TAajblIeB Jial, MOABBIBUX 3aISICThs, BBIBUX KOJEHHOW Yall€YKH, MHOYKECTBEHHAS
¢bubposHas nuctpodus, qucruiasus Tazo0eApeHHoro cycTtaBa, 6one3ns Jlarra-Kanssa-Ilepteca,
HEKPO3 TOJOBKM OEIpPEeHHOW KOCTH, UCKPHUBJIICHHE JIOKTEBOH KOCTH, AWCIUIA3US JIOKTEBOTO
CycTaBa, IUCIUIa3Usl JIOKTEBOro Oyrpa, W30JMPOBAHHBIN JIOKTEBOM OTPOCTOK, M30JIMPOBAHHBIN



18

MeIMaIbHBIA HaJIMBIIIEIOK, TOIBBIBUX JIOKTS, BBIBUX JIOKTS, CMEIICHHE TOJIOBKH JY4€BOI KOCTH,
NOJTUAPTPOAMCILIA3ZUS, APTPOTPUIINO3, TAHOCTEUT.

3aboneBanus KpoBH: reModunus A, remoduius B, HeocTaTouHOCTD (haKTOpa CBEPTHIBAEMOCTH
kpoBu XII, mHemocratounocts ¢akropa VII, 6one3nnr Crroapra-Ilpayspa, 6one3ns BumneOpanga
(anruoremoduius), UUKIWYECKas HeHTponeHUs (OOJIE3Hb CEphIX KOJUIM), TMOJHIIETEMUs,
JeiKo3bl, TpomOouuTo3, aHomanus Ileasrepa-Xpro3ta, cuHzapoMm Yeamak-Xwuramwu, octpas
UHTEPMUTTUPYIOMIASTIOPPUPHUS, IPUTPOIIOITHUECKASITIOPPUPHSL.

HacaencrBennble 3a00/1eBaHMsl MMMYHHOH CHCTeMbl: THPEOMINT, CHCTEMHas KpacHas
BOJYAaHKA, PEBMATOUJIHBIM apTpUT, UH(PApKT MHOKapAa, MUACTEHUs, HEKOTOpble (OPMbI
He(ppUTOB, AayTOMMMYHHAasi TEMOJMUTHYECKas M TMEPHUIMO3HAs aHEMHHU, HJIUONATHYECKas
TPOMOOLIUTONEHUS, My3bIpyaTka (meMduryc), komMOuHupoBaHHBI uMMyHOnehuuut (CID),
AHTMOHEBPOTHUYECKUIN OTEK M KpalMBHHULIA, aJUIEPTUH.

Onyxou: JIEHKO3bI, MHUEIOMBI, HEUpPOPUOpPOMATO3, JUIOMATO3 (MHOXKECTBEHHBIC JIUIIOMBI),
MOJIUTIO3 KEIyJOYHO-KUIIIEYHOTO TPAaKTa, U PETUHOOIACTOMA, MUTMEHTHAs KCepoaepMa, afeHoMa
OHAOKPHUHHBIX KEJIC3, PaK TOJICTOU WU HpHMOfI KHIIKH, XKCIIyIKa H HBCH&HH&THHGPCTHOﬁ
KUIIKH, PaK MOJIOYHBIX JKEJIE3 U MAaTKH, paK MPEACTaTeIbHOHN Kele3bl, NIMTOBUIHON KEJe3bl,
OITyXOJIX IMOYCK, ANYHUKOB, CCMCHHHUKOB (CCMI/IHOMa), TopTaHu U T. O.

AHOMAJIMM CEepPAeYHO-COCYIMCTOi cHcTeMbl €00aK: He3apalleHne0oTamioBa IMPOTOKa,
teTpanadanio, cTeHO3 (Cy)KEHHUE) JIETOYHOW apTepuu, NMPaBOCTOPOHHSSA Jyra aopThl, BOMHAs
Iyra aopThl, JUBEPTUKYJI MHUIIEBOAA, CYy)XEeHHE (CTEHO3) aopThl, HEAOCTAaTOYHOCTH
aTPUOBEHTPUKYJSIPHBIX ~ KJIALIAHOB,  MJIMONATHYECKUH  HHJOKapAHAIbHBIN(PHOpOsIacTo3,
KapIMOMHONIaTHH.

AHOMAJMY NHIIEBAPUTEJbHON CHCTEMBI: S3BEHHBI CTOMATUT, HENPaBUIBHOE CTUPAaHUE
3y0OB, TMapajoHTO3, THUIEPIUIACTUYECKUN TUHTUBHUT, axaja3us MUIIeBoAa, JUCHYHKIIHIO
NUIIEBONA,  JAMBEPTUKYJI  MHILEBOAA, XPOHUYECKUW  CKICPO3UPYIOMIMI  MaHKpEaTUuT
(maHKpeouppo3), HACIEACTBEHHAss aTpodus  IMOMHKETYJOYHOH  JKeJle3bl, HHCYIHHOMA,
SK30KpPUHHAsl HEIOCTAaTOYHOCTh IOMKEITYAOYHOM IKeJIe3bl, XPOHUYECKUN CKJIEPO3UPYIOLINN
NAHKPEaTUT, KUCTO3HBIA (UOPO3 MOPKENTYJOUHOM »Kenesbl, ManbadcopOIus, MNepuaHalbHas
¢bucryna, arpe3ust aHaTbHOTO OTBEPCTHS, BHEITHUI KUIICYHHK.

AHOMAJIMM BBIAEJIHUTEILHOH CHCTEMbI: aHOMAJIMH KOJHMYCCTBA MOYCK, AHOMAJIUM ITOJIOXKCHHUS
TOYEK, TUTIOIIA3Us MOYeK, HedpomaTws, MOYCUHbI aMUJIOUI03, MOJIMKUCTO3 MOYEK, CEMEWHO
o0ycnoBneHHbIN He(DPO3, HACTENCTBEHHAS [IUCTUHYPUS, MOYeKaMeHHas 00JIe3Hb.

AHoMa UM Oo0MeHA BelleCTB: BPOXKICHHBIM MEIHBINM TOKCHUKO3, HapyIIeHUs OOMEHa IIMHKA,
[IIOTEHOBBIEDHTEPOMNATHH, (PyKO3HMI03, TIMKOTEHHas OONe3Hb, TAHIIHUO3UA03, HEIOCTATOK
9H3MMa KaTajiasbl, HEJAOCTATOK ()epMEHTa NHUPYBATKUHA3bI, HApyIIEHHE Ipollecca YCBOEHUS
BUTaMMHa B;,, MyKomoimcaxapumo3, CcaxapHbli JIuUa0eT, WCTUHHAs KapJIUKOBOCTD,
XOHI[pOI[I/ICTpO(pI/ISI, JIOKHAas HerOHOpHI/IOHaHbHaH KapJII/IKOBOCTB, JIOKHAasA HpOHOpHI/IOHaHBHaﬂ
KapJIMKOBOCTb.

AHoMaJIuun NMUTMCHTAI U aJIB6I/IHI/I3M, 00J1e3Hb CCPBIX KOJIJIW, MUTMCHTHBIC ITATHA.
AHoMaIuun M0JIOBOM CHCTEMBbI: IMOPOKU Pa3BUTHUA IIOJIOBBIX KCJIC3, HCTUHHBIN

repMadpoauTU3M, JIOKHBIH TepMadpOIUTH3M, CHHAPOM TECTUKYISpHOW (eMuHHU3amm,
KPUIITOPXU3M.
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AHOMAJMHU Pa3BHUTHA IJIOAA: MyMHU(UKAIMS IUIO/A, BPOXKACHHAS BOASHKA IUIOAA U IUIOIHBIX
000J104€K, BPOXKICHHAs: KOHTPAKTypa MBIILIL TI0/A.
I'pbrxu: naxoBasi, MOIIOHOYHAS, TPOMEKHOCTHAS M JradparManbHas TPHIKH.



