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NmaBsa 2

HACNEAOCTBEHHOCTDb
U NATONIOrNA"

M3MEH4YUBOCTb HACJIEACTBEHHbIX MPU3HAKOB
KAK OCHOBA INATOJ1ION'Mu

CTaOMIBHOCTh TEHETHMYCCKOTO alllapara M OOYCIOBIMBACMBIN STUM
anmapaToM KOHCEpBaTH3M HACJIECACTBEHHOCTHM — JIMIIb OJHA CTOPOHA
OMOIOTMYECKUX 3aKOHOMEpPHOCTE. JIpyTas ee cTOpoHa, CTOJb K€ HEOTh-
eMmJjeMasi, KaK 1 mepBasi, — M3MEHUYMBOCTL. HacencTBeHHOCTh U M3MEH-
YUBOCTh B COBOKYITHOCTU OOCCIICUMIIM M COXpaHEHUE XKM3HM Ha 3eMIie,
W HeIpeKpallalomyocs OMOJOTMYCCKYI0O 3BojoINi. HaciemcrBeHHAas
M3MEHUYMBOCTD OpraHM3Ma 00eCIIeYrBaET €0 IIPUCIIOCOOISIEMOCTh K YCII0-
BUSM CYIIECTBOBAaHMS KaK B ITpeesiaX XXMU3HU OMHOTO WHIMBHUIA, TaK U B
paMKax CYIIeCTBOBAHMSI OMOJOTMUYECKOTO BUIA B IICJIOM.

HacnenctBeHHOE MHOrooOpa3me 4yejoBeKa — pe3yJabTaT IIATCIBHON
9BOJTIONNHY XUBOU MaTepru. DBOTIONNS YeIOBeKa KaK OMOJOTHYECKOT0 B
COIIMAJIBHOTO CYHMEeCTBa MMEET CBOM OCOOCHHOCTHU. Y UejIoBeKa KaK COIIM-
aJTBHOTO CYIIECTBA €CTCCTBEHHBIN 0TOOP CO BpeMeHeM IPUHUMaJI Bce 0oJiee
cnenuduaeckne GOpMbI, 4TO, 0€3yCIOBHO, PACHIMPSIIO HACIECACTBEHHOE
pa3HooOpasue monysaiuii. CoXpaHsIOCh TO, YTO MOIJIO «OTMETAThCS» Y
KUBOTHBIX, WA, HA000POT, TEPSIJIOCh TO, YTO XUBOTHBIM HEOOXOIMMO.
Hampumep, 6oiee MOTHOIICHHOE OOecIiedeHMEe IMUINEHt U BO3MOXHOCTH
YIOBJCTBOPSTH MMOTPEOHOCTH B BUTaMuHe C IIpUBEIN K TOMY, UTO YeJlO-
BEK B IIPOIIECCE DBOJIOMUM YTEPSUI TeH L-TryJIOHOIaKTOHOKCUIA3hl, KaTa-
JIN3UPYIONIEe V JKMBOTHBIX CUHTE3 aCKOPOMHOBOI KUCJIOTHL. DTOT T€H Y
KWBOTHBIX IPEIOXpaHsIeT WX OT IIMHTH, a YeJIOBEK M3-3a TaKOil «BCEOO-
el BpOXICHHON OIMMOKM MeTaboiIm3Ma» MoABepXKeH aBUTaMHuHO3Y C.
B mpoiiecce 3BoOIMK YeIOBEK IpHOOpeTall M Apyrue HexkXeIaTeIbHBIC
MPU3HAKHW, NMEIOIINE IIPSIMOE OTHOIICHME K ITaTOJIOTUHU. BOJBITMHCTBO
BUJIOB XXMBOTHBIX HEBOCTIPUMMUUBHI K TUDTEPUINHOMY TOKCUHY U BUPY-

* Ucnpasaeno u donoanero npu yuacmuu 0-pa 6uoa. Hayk H.H. Jlebedesa.



[naBa 2. HacneacTBEHHOCTb 1 NATONOrUs 55

Cy TIOJIMOMUEINIUTA, TIOTOMY YTO Y XKMBOTHBIX OTCYTCTBYIOT KOMITOHEHTBI
MeMOpaHBbl KJETOK, O0eCleuynBaloine BOCIIPUSITHE pPsa MaTOTEHHBIX
dakTopoB. Y uemoBeka 3T KOMIOHEHTHI €CTh. [€HBI, UX JETePMUHU-
pymooliue, yxe uIeHTu(GuIMpoBaHbl. Hampumep, TeH IJIsT BOCHIPUSTUS
IUdTEPUTHOTO TOKCHHA JIOKATN30BaH B XPOMOCOME 5, JJIsI BUpYCa TTOJINO-
MueanTa — B Xpomocome 19.

BonbIMHCTBO MyTaluii yBEAIWYMBAIOT MOTUMOP(U3M UETOBEUECKUX
TOMYJISIU (TPYIITy KPOBHU, IIBET BOJIOC, POCT, pa3pes 1ia3 u 1p.), HO WHO-
ra MyTaliy 3aTParuBaloT XU3HEHHO BaxXHbIe (DYHKIINH, a 3TO TPUBOAUT K
6oste3nu. Takum 00pa3om, HaceICTBEHHAS MATOJIOTUSI — 3TO YAaCTh HACIIEI-
CTBEHHOW M3MEHUYMBOCTU, HAKOMUBIICICS 3a BpeMsl SBOTIOLNN YeJIOBEKa.
Yenosek, cTaB OuoJoruyeckuM BuaomM Homo sapiens, Kak Obl 3aIlJIaTAI 32
«CalMEeHTAIINIO0» CBOETO BUJIa HAKOTJIEHUEM TTaTOJIOTUYecKuX MmyTtauuii. Ha
OCHOBE 3THUX TIOJIOKEHUU (hOPMYITUPYETCS ONHA M3 TIABHBIX KOHIICTIIINHT
MEIUIIMHCKON TeHETUKY 00 IBOIOINMOHHOM HAKOTIJICHUU TTATOJIOTUYECKUX
MyTaluii B 4ejoBedecKux momyasiusax. [TonTBepxkaeHreM 3TON KOHIIET-
WU CITYKAT MaTOJIOTUUECKNE MYTAIlNU Y XKUBOTHBIX, CXOHBIE TIO TTPOSIBIIC-
HUSIM C HACJIEACTBEHHBIMU OOJIE3HSIMU y YeJIoBeKa (aXOHIPOTIIa3uu, TeMo-
¢unuu, meimeunsie quctpoduu u Ap.). HarmsaHeiM mpuMepoMm ciykar
TaKChl U KOIKNU-MaHYKUHBI. HeoObIYHBIE 3BepbKU TTOSIBUJTUCH B PE3YJIbTaTe
crioHTaHHOW MyTaruu. [Ipu 3ToM MyTalus KOPOTKHMX JIATIOK «HABSI3bIBA-
JIach» 9EJIOBEKY MPUPOION JOCTATOUHO AJaBHO. MHOTOUMCIIEHHBIC U3BECTUS
0 3a0aBHBIX KoOIlIKax-Takcax Oymopaxunu Espomy (AHrnuto, [epmanuio)
eme B 30-x rogax XX B. Hem1ibl manm Ha3zBaHWe KOPOTKOJATIBIM KOIITKaM
«KOIIKA-KEHTYPy» 3a TO, YTO OHU JIIOOMJIN CaJUThCSl CTOJIOMKOM, BHUMAa-
TEJIbHO OCMATpPUBasi CBOI0O OXOTHUYBIO Tepputopuio (puc. 2.1).

HacnenctBeHHbIe 00JI€3HU BCTpe-
YaJIUCh Yy JIIOACH, KUBIIUX HECKOJb-
KO TBICAYETICTUI Ha3aa, 00 3TOM
MOXHO CYIWTH TI0O HAXOMKaM CKeJie-
TOB C TIPU3HAKAMU TATOJIOTMYECKUX
TPOIIECCOB B PACKOMKax M TO TPO-
WU3BEICHUSIM MCKYCCTBA.

Ha pwuc. 2.2 mpeacraBieHa
CKYNBIITYpa CYIMPYXECKOW Tapbl
C JIBYMSI JIeTbMU Iepuona 2563—
2423 TT. 10 H.3. («My3eil eTHIIeT-
ckoro uckyccrsa» B Kaupe). letTm m Puc. 2.1. Takca 1 KOIIKa-MaHYKHUH KaK
KEHIIMHA HOPMaJIbHbIC, Y MYXYU-  MpUMep aXOHAPOIIA3UHU Y KUBOTHBIX
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Puc. 2.2. bonpHO#l ¢ runoxoHapo-  Puc. 2.3. bonbHOIi ¢ axoHApOIIa3uei
nnasuei, xkxupiuuit 4500 net Hazan, B (c kapTuHbl P. Benackeca)
CKYJIBIITYPHOM M300pakeHUun

HBI YKOPOUYECHHBIC KOHEYHOCTH, YMEHBIIICHHBIE KUCTU W CTOTHI. JInarHos:
onHa u3 GhopM xouapoaucTpodmii, HarGosee BEPOSITHO THUIOXOHAPOIIA-
3usi. Ha HekoTopbIX KapTWMHaX 3HAMEHUTOTO WMCIAaHCKOTO XYIOXHHKa
P. Benackeca (1599—1660) n3obpaskeHbl JIToAM HU3KOTO pocta. Ha omHOM
W3 ero JydJIIux TojioTeH, «Sebastian, de Morra» (1628), y MyXYMHBI
OoJiplllasi TOJIOBA, 3aMaBlias MepeHOoCUIla, PU3OMEIMIECKU YKOPOUYCHHBIC
KOHEeUHOCTH. JImarHo3: axoHapomiaasusa (puc. 2.3).

DBoOIMS JTI060TO BUIa, B TOM YKCJIC U YeJIOBEKa, B KOHEYHOM CUETe
CBOJIUTCS K 3BOJIIOIMY TeHOTUIAa. B GMoJOTHYECKO 3BOTIONMY YeIOBeKa
60JIe3Hb KaK (haKTop eCTeCTBEHHOI0 0TOOpa MOTJIa UTPaTh CYIIECTBEHHYIO
pOJib, @ BBOJIIOLIMSI TEHOTHIIA, B CBOIO OUYepe/ib, MEHsIJIa HO30JOTHIO 1MaTo-
JIOTMYECKUX TIPOIIECCOB. 3aBUCUMOCTb 3BOJIIOIIMY GOJIE3HU OT SBOJIIOLUU
TEHOTUITA BPSIJI JIU MOXKET BBI3BIBATh COMHEHUE. Bblllle ObITN TTPUBEICHBI
KOHKpPETHBIE (DOPMBI 3TOM 3aBUCMMOCTU (IIMHTA, TUDTEpUsI, TTOJTUOMHUE-
uT). PakTOPHl SBOJIOLMN JTOJTO BIUSIJIA HE TOJBKO Ha (popMUpOBaHME
OUOXMMUYECKUX, UMMYHHBIX, (PU3UOJOTUUECKUX WU MOP(OTOTUUECKHUX
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CBOICTB opraHm3Ma, HO 1 Ha €ro MaTOJOTHUYECKUE PeaKINi, 00YCIOBIIN-
Basl 3HAUUTEJIBHO OOJIBIIIEE MHOTOOOpa3ne HO30JOTMIecKnX (opm 0oJie3-
HEll y JesloBeKa, YeM Y XKMBOTHBIX, ITOCKOJIBKY YeJIOBEK KaK COIIMAJIbHOE
CYIIEeCTBO IMTOMOTAJ BHIKMBATh CIA0BIM OOJILHBIM YJIeHaM OOIIeCTBa.

OCHOBHBIM HCTOYHMKOM MHOTI'000pa3msl HACJICACTBEHHBIX ITPHU3HA-
KOB U WX HeNpeKpallaromleiicsl 3BOJIOMUHU CIYXKUT MYTAIMOHHAS M3MEH-
guBocTh. CrocodHocTh JITHK MyTHMpoBaTh CIIOXMIIACH B 2BOJIOIUU K
3aKpernuiiack 0TOOPOM, ITO-BUAUMOMY, TaK Xe, KaK U CIIOCOOHOCTD IPO-
TUBOCTOSITh MYTallMOHHBIM M3MEHEHUSM, T.C. perapupoBarh UX. B opra-
Huzauuu JHK 3anoxeHa BO3MOXHOCTb OIIMOOK €€ perinKalluu Hapsiay
C BO3MOXHOCTBIO M3MEHEHUSI TIEPBUUHON CTPYKTYPHL. BeposTHOCTH cOOs
B TOYHOCTH permkanuu MoieKynsl JIHK HeBenumka u cocrasnster 1:10-5—
10-7. OmHAKO, IPUHUMASI BO BHUMaHNWE NUCKJIIOUYNUTEIHHO OOJIBIIOE YHUCIIO
HyKJIeoTumoB B TeHOMe (3,2 x 109 Ha ranjgommHBI HAOOP), CIACAYeT MPH-
3HaTh, YTO B CYMM€ Ha TeHOM KJICTKM Ha OTHO ¢¢ IMMOKOJICHNE TTPUXOIUTCS
HECKOJIBKO MYTallMii B CTPYKTYPHBIX TeHax. 1o MHEHUIO pa3HBIX aBTOPOB,
KasX Bl MHINBUI HACIeAyeT 2—3 HOBBIC MYTallK, KOTOPBIC MOTYT JaBaTh
JIeTaabHBIN 3(OMEKT WIN CIIOCOOCTBOBAThH YCHJIICHHOMY pPa3MHOXKCHUIO,
YBEIUYMBASI TCHETUIECKOES pa3HOOOpa3ne YeTOBEUCCKUX TOIYISI I,

N3MeHeHUe HYKJEOTUAHOW mocaeaoBaTebHOCTU MoJiekyabl JTHK
MOXET OTPa3UThCSI Ha MEPBUYHON (AMMHOKHUCIOTHOM) CTPYKType Oerka
WM Ha PEryISIIIUN eTO CMHTe3a. Tak, OOJNBIION ONBIT U3yUYCHUS MOJICKY-
JISIPHOM TTPUPOIBI TEMOIJIOOMHO30B ITOKA3hIBACT, YTO 3HAUNTEIbHAS YaCTh
MYyTallMii He M3MEHseT (PYyHKIUI reMoriaobomHa. HekoTopble MyTamuu
HEUTpaJabHBI M HE MOIBEepTaloTcs oTOopy. JApyrue MyTalluu IPUBOISIT K
(GYHKIIMOHAJBHBIM OTKJIOHECHHMSIM B MOJIEKYJIe OelKa. DTH OTKJIOHCHU S
MOTYT OKa3aThCs MOJE3HBIMUA B HEKOTOPHBIX YCIOBHUSIX XKU3HM OpraHMU3-
Ma, T.e. UMETh amallTUBHOE 3HAUCHHUE, ITO3TOMY COXPaHSITCS, a MHOTIA
W YMHOXATCS B TTOCJICAYIOMMNX IMOKOJICHUSX. TaKUM ITyTeM BO3HUKAJIU
W COXPaHSJINCh B TOMYJSIMSIX pa3HOOOpa3HbIC BapHaHTBI CTPYKTYP-
HBIX, TPAHCIIOPTHHIX U (DEPMEHTHEIX 0eJIKOB opraHn3Ma. CBONCTBEHHBIN
OpraHM3My 4YeJIOBeKa IMUPOKHWI OCIKOBBIM ITOJMMOpP(U3M, Ojlaromaps
KOTOPOMY KaXIBIii WHIWBUI OMOXMMHYECKN HEIIOBTOPUM, MCXOIHO
00yCIOBIIECH MYTAaIlMOHHON HM3MEHUYUBOCTHIO U OTOOPOM amaIllTHBHBIX
OCJIKOBBIX BapMaHTOB.

OngHakKo eciIu CTPYKTYpHBIE OTKJIOHCHHUSI HECOBMECTUMBI C BBITION-
HEeHUeM OeJKOM ero (PyHKIMM, a OHa XM3HEHHO BaxKHa IJIs1 KJETKHU
(opraHmsMa), MyTalMs CTaHOBUTCSI TAaTOJIOTMYECKON W B OaJbHEHIIEM
MO0 MCKIIoUaeTCs M3 TOMYJISINNA BMECTe ¢ HEXM3HECIIOCOOHOU KIICT-
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KOl (OpraHu3MoM), JTMOO COXpaHsieTCs, 0OyCIOBINBAsT HACJIEACTBEHHYIO
0oJie3Hb. B OTHENBHBIX clydasiXx TeTEPO3UTOTHBIE HOCUTENW MaTOJIOTuYe-
CKOW MYTallM¥ MOIBEPraroTCs NOJOXUTEIbHOMY 0TOODY. [IpMepom 3Toro
CIIy>XXUT CepHOBHAHO-KJIETOYHASI aHEMUSI, KOTOpasd IIUPOKO pacIpocTpa-
HUJIACh B TIOMYJISIIIASIX, OOUTAIOMINX B 9HAEMUYHBIX 10 MaJISIpUM paifo-
HaxX, BCJIECTBUE OOJIBbIIECH YCTOMYMBOCTH TETEPO3UTOTHBIX HOCHUTEJEH
aHOMAJIbHOTO TeHa (MYyTAaHTHOTO aJuielisl) K MaJsipUHOMY TLIa3MOANIO,
YeM WHIWBUIIOB C HOPMAJbHBIMU TEHOTUIIAMH.

PaznmuuHbie TeHBI, a cHAeqoBaTeJbHO, W TIPU3HAKU OpraHu3Ma
MO-pa3HOMY YCTOWUYMBBI K MYTAllMOHHBIM WU3MEHEHUSIM, YTO CBSI3aHO,
MO-BUANMOMY, C UX 3HAYEHUEM B CUCTEME OpraHM3Ma M C WX DBOJIOIU-
OHHBIM «BO3pacToM». HarmpumMep, TMCTOHOBBIE OETKM, BXOASIIINE B COCTAB
XPOMOCOM, WJM COKPAaTUTEJIbHbIE OCIKW aKTUH U TyOynwH, uiau dep-
MEHTHBIE O€JIKM PerIMKalluy U TPAHCKPUIIIINKA BECbMa KOHCEPBATUBHBI
W ONWHAKOBBI HE TOJBKO y PAa3HBIX TMPENCTABUTENIC dYesloBeuecTBa, HO
1 y OMOJIOTMYECKUX BUJIOB 3HAYUTETBbHOU (DUIOTEHETUYECKON OTHaeH-
HocTu. [lo-BuanmMomy, MyTaliuu B COOTBETCTBYIOIIMX Te€HAX JIETAJbHBI.
BonbmmHCTBO OENKOB OpraHu3Ma, 0co0eHHO (hepMEHTHBIX, CYIIECTBYET
B HECKOJIbKUX M30(hopMax M TONBEPKEHO MYTAIIMOHHBIM U3MEHEHUSIM,
BEAYIIUM K MaTOJOTUMU.

MyTanmu MMeIOT pa3inyHble CITOCOOHOCTU COXPAHSITHCS W Pacmlpo-
CTpaHAThCS B momynasanusix. OMHU U3 HUX, TTO3BOJISTIONINE UX HOCUTEIIO
COXpaHSTh TUIOAOBUTOCTh W HE BBHI3BIBAIOIINE CEPhE3HBIX HEOIAronpu-
SITHBIX CABUTOB B (DeHOTHUTIE, MOTYT JIOJTO TepeNaBaThCs M3 MOKOJEHU S
B mokojeHue. [IpusHaku, oOycIOBIIEHHBIE TAKUMU MYTAallUSIMU, CETpe-
TUPYIOT B TIOKOJEHUSIX COTJIACHO 3aKoHaM MeHensi, © 00yCIOBIIEHHBIH
VMU TEHETUYECKUI Tpy3 B MONMYIALUAX MOXKET LOJTO COXPAHATHCH.
HexoTopble kKoMOMHAIIUY YCIOBHO-TIATOJIOTUYECKUX PEIIECCUBHBIX ajljie-
JIei MOTYT /aBaTh CEJEKTUBHOE MPEVMYIIECTBO WHAWBUAAM (BBIKU-
BaeMOCTb, TJIOJOBUTOCTh). HacToTa TaKMX ajiesiell B MOMyasiiiuu OyaeT
TOBBINIATHCS IO OIMPENEIEHHOTO YPOBHSI B PSINy TOKOJEHUI, TIOKa HeE
HACTYIUT paBHOBECUE MEXJTY WHTEHCUBHOCTBHIO MYTAaIl[MOHHOTO TPOIIEC-
ca u orbopa. YacTtora pasHbIX MYTAaHTHBIX ajjiejieil 9TOro poma MOXKET
ObITh HEONMHAKOBOW B Pa3JIMYHBIX MOMYJSLUIX, YTO OIMpPEAETsIeTCs
MOMYJISITUOHHBIMUA 3aKOHOMEpPHOCTSIMU (9(deKToM pomoHavyaIbHUKA,
YacTOTON KPOBHOPOJCTBEHHBIX OPAKOB, MUTPAIIMEl U IKOJIOTUUECKUMU
YCJOBUSIMU).

Ecnu BHOBb BO3HUKINAS MyTalusi UMeeT JOMUHAHTHOE MaTOJIOTuYe-
CKO€ MPOSIBJICHUE U BEJIET K JIETATbHOMY T€HETUUECKOMY UCXONY (MHIUBUT
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HE OCTaBJISICT MOTOMCTBA), TO TaKOW MYTAIIMOHHBINA T'Py3 HE TepedacTcs
CIIEAYIONMIEMY ITOKOJICHUI0. DTO OOBITHO TOMWHAHTHBIC (DOPMBI TSKEITBIX
0oJIe3HEl, a TaKKe OOJIbIIas YacTh XpPOMOCOMHBIX OOJIC3HEIA.

B 1memom, 3ddexTh TeHeTMYeCKOro rpy3a y 4ejJoBeKa BBIPaKCHHBI B
9SBOJIOIIMOHHO-TCHETUICCKUX SIBICHUSAX 0aJaHCHPOBAHHOTO TIOJIHUMOP-
¢du3Ma, JeTaTbHOCTA M CHUXEHHON (DEPTUIBHOCTH.

Ha ocHOBe TTOCTOSTHHOTO WM3MCHEHMS HACJICICTBEHHOCTH (MyTaIlWif)
n OoTOOpa TeHOTUIIOB B TIpOIlecCe MJIMTEILHOW 3BONIONUM YeJOBEKa B
MOMYNAAINIAX chopMUpoBacs OaJlaHCHPOBAHHBbIA moauMopdusm. [lox
5TUM Ha3BaHUEM IIOHMMAIOT cleayiolice. B momymnauum ImpencTaBiIcHBI
2 GopMBI ajjeieii OMHOrO TeHa WM Oojice, IIPUUYEM YacTOTa PEAKOTO
ajutens coctapisieT He MeHee 1%. [10CKOIbKY BOBHUKHOBEHME My TaLliil —
penkoe coOsiTre (1x10-7), YacTOTYy MYTAHTHOIO aJUIeJs B IOIMYJISIINU
6oiee 1% MOXKHO OOBSICHUTD TOJbKO KAKMM-TO CEJIEKTUBHBIM IIPEUMYIIE-
CTBOM 3TOTO aJIJIeJIS IJISI OpTaHM3Ma 1 ITOCTEIIEHHBIM HaKOILJICHUEM B PSIIY
MMOKOJICHUT TTocTIe ero TosiBiaeHus. [IpnMepaMu 6amaHCHPOBAHHOTO TTOJIH-
Mopdu3Ma SIBISIOTCS Tpynmbl KpoBu ABO, pesyc-dakTop, reHB MYKO-
BUCIHI032, (PeHUJIKETOHYPUH, IEPBUYHOTO reMoxpomMaro3a. [‘eHeTuueckoe
MHOToo0Opa3ne 4eJIoOBeKa OCHOBAaHO Ha 0aJaHCHPOBAHHOM IOIUMOP(U3-
Me, GOopMHUPOBaBIIEMCST B TeUCHHE NECATKOB M COTEH THICTUYeaeThiA. Takoe
MHOTroo0pa3nue — OCHOBa Pa3BUTHS UeIOBeKa KaK OMOJIOIMYECKOTO BUIA
¥ COIIMAJILHOTO CyllecTBa. BeposSITHOCTh BOBHMKHOBCHUS M (DUKCALIUU B
MOMYJISINSIX KaKON-T100 MYTalluM C TIOJIOXUTEIbHBIM 3(P(PeKTOM B 3BO-
JIIOIIMOHHO OTHLIM(POBAHHOM YEIOBEUYCCKOM OpTaHM3ME CYIIECTBYEeT W B
HacTosImee BpeMsl, HO OHa KpaiiHe Maja. HoBble MyTaluM IMpaKTUUECKU
BCerma JAarT OTPUIIATEIbHBIN 3DdEKT.

K sa¢dpdexTaMm MyTarimoHHOTO Tpy3a OTHOCHUTCS JeTaJdbHoCcTh. OHA TIpO-
SIBJISICTCSI TUOEJIbIO TaMeT, 3UTr0T, SMOPUOHOB, TIOAOB, AeTeil. Haubomee
WHTEHCUBHO JIeTaJIbHBIC 3(DMOEKTH B YEJIOBCUCCKHUX TTOIYISIIUSIX BBIpaKe-
HBI Ha ypoBHE 3UTOT. [IpuMepHO 60% 3UTOT MOTUGAIOT 1O UMTIJIAHTAIINH,
T.e. 1O KJIMHUYECKOU perucTpamum 0epeMeHHOCTH. McXonpl BceX KIMHU-
YeCKU 3aperiucTPUPOBAHHBIX OEpEeMEHHOCTEH CIeAyIOIINe: CIIOHTaHHBIC
abopThl — 15%, mepTBOpOoXaeHust — 1%, xkxuBopoxaeHuss — 84%. U3
1000 xmBOpPOXICHHBIX HE MEHee 5 yMHpaioT B Bo3pacTe 0 | roma o
MIpUYMHE HACIICACTBEHHOM MTaTOJIOT UM, HECOBMECTUMOM C KM3HBIO. TaKoB
00BbEM JIETaJBHOTO TI'py3a MYTAIIMOHHOW M3MCHUYMBOCTU B IIOMYJISIIMSIX
YeJoBeKa ¢ MEIUIIMHCKON TOUKU 3pCHUS.

BonbmmHCTBO HaCIeACTBEHHBIX OOJIC3HEH COIMPOBOXIACTCS CHUKEH-
HOIl ()ePTHIBHOCTDIO M3-3a HAPYIICHUS PEIIPOAYKTUBHON PYHKIINHU. DTO
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BeeT K YMCHBIICHHOMY BOCIIPOM3BOACTBY ITOTOMCTBa (M OOJBHOTO, U
3I0POBOT0) B CEMbSIX C HACIICICTBCHHON IAaTOJIOTHUEH.

Hpyrue MeOWIIMHCKNE W COLMAJIBbHBIC ITOCICACTBUS MYTaIlMOHHOTO
Impollecca — COmHAJbHAS e3aAanTanus 00JbHBIX (MHBAJIMIHOCTS), MOBBI-
MIeHHAS MOTPeOHOCTh B MEIWIHMHCKOH IMOMOIIM M CHUKEHHAS MPOIOJIKH-
TeJbHOCTD JKU3HH — M3JIOKEHHI B Tj1aBe 11.

POJ1Ib HACNNEACTBEHHOCTU U CPEADbI
B PASBUTUM MNMATOJIOINA

JI100ble TIPOSIBIIEHUS KM3HENEATENBHOCTY OPraHM3Ma SABJISIOTCS
PE3YJIbTATOM B3aUMOEHCTBUS HACIEACTBEHHBIX M CPENOBBIX (haKTOPOB.
BonesHb Takxe pa3BUBAETCS Ha OCHOBE TECHOTO B3aMMONEHCTBUS BHELI-
HMX [OBPEXIAIOUIMX ¥ BHYTPEHHUX (HaKTOpoB. Eciiu BHyTpeHHME GaKTo-
DBl HACIIEACTBEHHO M3MEHEHBI, TO BO3HUKAET IATOJOTMYECKHIA ITpoLecc.
®DakTOpbl BHYTPEHHEN CPENbl — 3TO B KOHEUHOM CUETE PE3YJIbTaT B3aUMO-
IEACTBUS TEHETUYECKUX U CPEIOBLIX (DAKTOPOB B OHTOIEHE3E, IIOTOMY UTO
YPOBEHb TOPMOHOB B OPraHM3Me, OCOOEHHOCTU OOMEHA BEIIECTB, MMMYH-
Hble peaklUM MCXOMHO OIPENENSIOTCS (DYHKIIMOHUPOBAHUEM COOTBET-
CTBYIOIIMX I€HOB, IPYTHMU CJIIOBAMU, F€HETUUYECKON KOHCTUTYLIUEIA.

HacnenctBenHble (DaKTOpHI, ONpPENENSIONIME OCHOBY BHYTpEHHEN
Cpelbl OpraHMU3Ma B UIMPOKOM CMBICJIE CJIOBA, IPMHUMAIOT CAMOE HEIIO-
CPENCTBEHHOE ydyacTue B (DOPMUPOBAHMM IATOJOTMYECKMX IIPOLIECCOB,
100 BBICTYIAs B POJM 3TUOJIOTMYECKOro (hakTopa, NGO ydacTBys B
naroreHese 3aboseBaHus. [1poLECCH BHI3NOPOBIEHUS M UCXON OOJNE3HU
IpY MPOYMX PABHBIX YCJIOBUAX BO MHOIOM OIPENENAIOTCS T'€HEeTHYE-
CKOMi KOHCTUTyLMeW opraHusma. Bomee Toro, reHermueckue (HpaKTOpBI
CYLIECTBEHHO OIPENEISAIOT JaXE CMEPTHOCTD B Bo3pacrte ot 20 1o 60 neT.
O6 5TOM MOXHO CYIMTh Ha OCHOBAHUU OJIM3HELOBBIX MCCIIEIOBaHUIA.
KOHKOpIaHTHOCTh OJIM3HELIOB IO CMEPTHOCTU B Bospacte 20—60 et or
Bcex 00JIE3HEN COCTaBUIa Y MOHO3UTOTHEIX nap 30,1%, a y IU3UTOTHBIX —
17,4%. laxe 110 CMEPTHOCTHU OT TPABM KOHKOPIAHTHOCTb Y MOHO3UTOTHBIX
Oau3HenoB Bhime (6,9%), 4yeM y TU3UTOTHBIX (3,9%).

C reHETUYECKOI TOUKH 3peHMsl BCe OONE3HU B 3aBUCMMOCTH OT OTHOCH-
TeJIbHOM 3HAYMMOCTH HACIEACTBEHHBIX ¥ CPENOBHIX (DAKTOPOB B UX PA3BUTUN
MOXHO Pa3ieJIUTh Ha HACJIEACTBEHHBIE OONE3HM, OOJIE3HU C HACIIENCTBEH-
HOI IIPEPACIIONOXEHHOCTHIO ¥ HEHACNIEACTBEHHbIE Oone3Hu (puc. 2.4).
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Puc. 2.4. CnexTp HacieICTBEHHbIX 3a00JeBaHUI: BIUSIHUE HA DEHOTUIT

HacaeacTBeHHbIMH 00JIe3HAMH Ha3BIBAalOT O0OJIe3HU, BBI3BAHHBIC
MyTanusMu. [IposBiaeHHEe MaTOIOTUYCCKOTO IEHMCTBUSA MYyTallUM Kak
3THOJOTUIECKOTO (haKTOpa MpaKTUIEeCKHN HEe 3aBHCUT OT cpenbl. Cpema
MOXET TOJIbKO MEHSITH BHIPaXK€HHOCTbh CUMIITOMOB OOJIC3HU U TSIKECTh
ee TeueHHMS. K 3a0oieBaHUSAM 3TOM TPYHIBl OTHOCSATCS XPOMOCOM-
HBIe W TEeHHBIC HACJICACTBCHHBIC OOJIE3HU C IIOJHBIM TPOSIBICHUCM
(oome3np HayHa, HeiipodumOpomaTo3, reModunusi, GeHUIKETOHYPUSI,
MYKOBUCIIMIO03, aXOHIPOILIAa3us M Op.). bome3Hs MOXET IPOSIBISITHCS
He 00s13aTeIbHO B IETCKOM BO3pacTe, OHA AMAaTHOCTUPYETCS Y YeI0BeKa
J1000TO BO3pacTa B COOTBETCTBUU C BPEMCHHBIMHM 3aKOHOMEPHOCTSI-
MU TEHHOM B3KCIIpeccHM (HaIlpuMep, CpeIHUI BO3pacT Hadalla XOpeu
I'enTnHTTOHA paBeH 38—40 romam, 00Je3HDL AJblreiiMepa HaYMHAETCH
mocie 50 reT).

O 00Je3HAX ¢ HACJKEICTBEHHOM NMPeAPaCIOJ0KEeHHOCThIO TOBOPSIT TOIIA,
Korga 00JIe3Hb pa3BUBACTCS Y JIUII C OIPEACICHHON TeHETMICCKOM XapaK-
TePUCTUKOU MO BIUSTHIEM (haKTOPOB OKPYKAOIIEH cpelbl. DTU OOIC3HN
Ha3BpIBAalOT TaKxXe MHOTro(pakTOpHBIMH. HacliemcTBEHHOCTH CIYXKHUT U
STUOJOTUUCCKUM, W TTATOTEHETUICCKUM (haKTOpOM. J1JIsT TIeHeTpaHTHOCTHU
MYTaHTHBIX T€HOB HEOOXOOWM COOTBETCTBYIOIINI (haKTOP OKPYyKAIOIICH
cpenbl. K TakuM 3a00J1eBaHUSIM OTHOCSITCS, HAaIIpMep, HEKOTOPHIE (POPMBI
noparpel, guabera, ¢apMako- M sKoreHeTuueckue Oosie3Hu. [logoOHBIE
3a00JIcBaHUSI Pa3BUBAIOTCS TOCJIC KOHTAKTOB C IIPOSBIISIOIINM 00JIe3Hb
BHEITHUM BO3ACHCTBHEM, CIICHU(MUIHBIM IJIST KaXKI0T0 MyTaHTHOT'O TeHa.
DTHONOTUISCKUMHU (paKTOpaMU MOTYT OBITh M CPEHOBBIC BIMSHUSA, HO
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YacTOTa BO3HMKHOBEHHUS M TSXECTh TCUCHHUS OOJIE3HEH CYIICCTBEHHO
3aBUCIT OT HACJIECACTBEHHON IIPEAPACIIONOXCHHOCTH (KaK B WHIWBUIY-
aJbHOM, TaK U B IpynmnoBoM BapmaHTe). K TakmM 00Je3HSIM OTHOCSTCS
aTepoCKJiepo3, TUIIepTOHNYEeCcKas 00JIe3Hb, TYOepKyIe3, 3K3eMa, IIcopuas,
sI3BeHHAasT 00yIe3Hb U Ap. OHM BO3HUKAIOT MO AeHCTBMEM BHEITHUX (haK-
TOpOB (MHOTHA HE OJHOTO, a COYCTAaHUSI MHOTHX), TOpa3no Jaire y JHII C
HaCJIEACTBEHHON MPeapacioloXeHHOCTHIO.

B nmpoucxoxaeHnn HeHACJeACTBEHHBIX 00JIe3Hell OTIpeIeISIIOIIYI0 POIb
urpaet cpema. Croma OTHOCHTCS OOJBIIMHCTBO TpaBM, MWHMEKIIMOHHBIX
0oJIe3HEel, OXOTOB M T.A. [eHeTHmdyecKre (haKTOPHI MOTYT BIHSTH TOJBKO
Ha TEYCHWE IaTOJIOTMIYECKHMX IIPOIIECCOB (BBI3IOPOBICHNE, BOCCTAHOBU-
TeJIbHBIC TIPOIIECCH, KOMIICHCAIINS HAPYIICHHBIX (DYHKIINIA).

[IpuBeneHHOE BEHINIE OOBSICHEHME ITPOUCXOXKICHUS MHOTO(DAKTOPHBIX
3abojeBaHMit (CM. puc. 2.4) B HEKOTOPOIl CTeTICH! YCIIOBHO, HO OHO TTOMO-
racT OIEHUTHb OTHOCUTEIBbHOEC 3HAUYCHME HACJICACTBEHHOCTH W CpPEIbl B
pa3BUTHH O0Jie3HEH dYerloBeKa. [Ipy mUajeKTUUECKOM MOHWUMAaHUU IIPO-
IIECCOB Pa3BUTHUS HEOOXOOUMO MPU3HATh 3HAUYCHUE U HACICACTBCHHBIX, U
CpeIoBBIX (DAKTOPOB B 3THOJIOTUH U TTaTOTeHe3e MHOTO(MaKTOPHBIX 00J1e3-
Hell. AHAIW3 MATOJIOTHMYCCKUX IPOIIECCOB BO3MOXEH TOJBKO C YUCTOM
B3aMMOACHCTBISA HACICACTBEHHBIX W CPEIOBBIX (DAKTOPOB.

I'eneTnyeckass mporpaMMa WHIMBHUIA MOXET Y4YacTBOBATb B pPa3BU-
TUW TATOJIOTUM TIPSIMO MM oIlocpemoBaHHO. IlepemaBasich M3 MOKOJIe-
HHUS B TIOKOJICHHE, OHA 00eCTIcIYMBacT BOCIIPON3BEACHNE TUTIOJIOTHICCKIX
XapaKTEePUCTUK YeJIOBEKa KaK OMOJIOTMYECKOTO BHAA M CO3JaeT KaXKIbIi
pa3 (Ha OCHOBE T€HETHMYCCKHMX 3aKOHOMEPHOCTEW) WHAMBUIA, YHUKAJb-
HOTO TI0 TEHOTHUIY, B TOM YHCJIE TI0 MATOJOTMUYECCKUM BapuanusM. [Ipu
00pa3oBaHUM TaMeT M 3aTeM 3UTOT BO3MOXHA JII00asi ITepeKOMOMHAIINS
ajyeneit oT OTa M MaTepH, MOIOJHSIeMass HOBEIMUA MYTAaILIASIMM.

®akThI, HAKOIIJICHHBIC MEANIIMHCKON TeHeTUKOM, TTOKA3bIBAIOT MHOTO-
o0pa3ne OTHOCUTEILHOM pPOJIM HACICACTBEHHOCTH U CPEIbl B Pa3BUTHUU
JIFOOBIX BUAOB MATOJOTHM, KPOME IBYX KpaWHWUX CUTyalldi, T.e. TTOJTHOM
HE3aBUCHUMOCTHU OT TCHETUIECKHNX MM CPEIOBBIX (pakTOpoB. BKitam Kax-
IIOTO KOMITOHEHTa MOXET OBITh Pa3JMYHBIM IIPpU pa3HBIX BHAAX MAaTO-
gorun. Tak, MyTalUM 3THOJIOTUYECKH OOYCIOBIMBAIOT BO3HMKHOBECHHE
HaCIIeACTBEHHBIX Ooe3Hel. DaKTOPBI Cpelbl OYAYT BIUSITH B 9TOM Cliydyae
TOJIKO Ha KJIMHMYECKYIO KapTuUHY. M3BecTHO, YTO HaxKe IIPH KECTKOM
TeHETHYCCKON NeTepMUHAIIMK ITaTOJIOTHU YCJIOBUS BHEIIHEH Cpembl U
BECh TCHOTHII B 1IEJIOM MOTYT CYIIECTBEHHO MOIM(MUIINPOBATH XapaKTep
W CTCIICHD ITPOSBICHUS 3(D(OEKTOB MaTOJIOTUUSCKOIO TeHa.
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Psa BHelIHecpeaoBbIX MPUYUH, HECOMHEHHO, 00ycoBaIMBaeT 3aboJie-
BaHUS NP JTIOOOM TeHOTUIIe (0KOTH, TpaBMBI). OMHAKO M B 9TOM CJIydae
BOCCTAHOBJIEHUE, MHTEHCUBHOCTh U Pa3HOOOpa3ue KJIMHUYECKUX MPOsIB-
JICHU M, CIIEKTP BO3MOXHBIX OCJTOXKHEHU U UCXOAOB MOTYT ONpPEaeIsIThCS
HE TOJIbKO COOCTBEHHO MOBPEXAEHUEM, HO U T€HETUUECKONH KOHCTUTYILI M-
eli opraHusma.

MyTauum Kak 3aTmonorndyeckuii pakTop HacnencTBEeHHbIX
GonesHen

DTHONOTUICCKUMHU (haKTOpaMK HACJICACTBEHHBIX OOJC3HEU SIBIISIOT-
¢S TCHOMHBIC, XpPOMOCOMHBIC M TeHHBIC MyTalluu. 3aboyieBaHMs, O0y-
CIIOBJICHHBIC TCHOMHBIMHU (M3MEHCHMEM YHCJIa XPOMOCOM) M XPOMOCOM-
HBIMUA (M3MEHEHUEM CTPYKTYPBl XPOMOCOM) MYTALIMSIMH, Ha3BIBAIOTCS
XPOMOCOMHBIMH 00je3Hs IMH. Kak IIpaBujo, IpyU XpOMOCOMHEIX 0OJIE3HIX
HapyIIamoTcs cOalaHCMPOBAaHHOCTh Habopa TEHOB M CTpOrasl JeTepPMU-
HHUPOBAHHOCTh HOPMAJIBHOTO Pa3BUTUSI OpPTaHM3Ma. DTO MPUBOIUT K
BHYTPUYTPOOHOI TMOCIN SMOPHUOHOB U TIJIONOB, IOSIBJICHUIO BPOKICHHBIX
TIOPOKOB Pa3BUTHS U APYTUX CUMIITOMOB KIMHUYICCKON KapTUHEBI XPOMO-
COMHBIX 0OJIC3HEH.

boapminHcTBO (OpM HACIEACTBEHHBIX 3a00JIeBAHUU OOYCJIOBJIEHO
TeHHBIMU MYTallMSIMU, T.€. MOJICKYJISPHBIMU M3MEHCHUSIMHM Ha YpPOBHE
OHK (MykoBHCLIIO03, TeMOGUIns, (eHUIKETOHYpHUSI, Helipohuropoma-
TO3, MUOIIaTUA JlfoIeHHA U Op.). DTO TeHHbIe 00JIe3HM.

DeHOTUITNMYECKN TeHHBIE MYTAaIlUM MOTYT IIPOSBISATHCS Ha MOJICKY-
JIIPHOM, KJIETOYHOM, TKAHEBOM M OPTaHHOM YPOBHSIX.

MHOXEeCTBEHHOCTh MeTAa00JMUEeCKUX MyTeil, QyHKIIUI OEIKOB B opra-
HU3Me, OTPAaHMYCHHOCTDh HAIINX IIPEICTaBICHU 0 HOpMaJIbHOM MeTabo-
JM3Me 3aTPYOHSIOT Pa3pabOTKy OOOCHOBAHHOM 3TUOJOTHMYECKONM Kiac-
cuduKalMM TeHHBIX 0ose3Heil. Jlaxke YHUCIIO TeHHBIX 0OJie3HEeH MOXKHO
OIIPEIEINTH TOJIBKO OpUEHTUPOBOUHO (4500—5000), TTOTOMY UTO HET CTPO-
TUX KPUTEPUEB IJISI HO3O0JOTMUCCKUX (POPM HU C KIMHUIECCKON, HU C
TeHeTUIEeCKON ToueK 3peHMs. Hampumep, ¢ KIMHUICCKON TOYKU 3PCHUS
muonatun JiomenHa u Bekkepa IBASIOTCS pasHBEIMU (opMaMu, a ¢
TeHeTUIECKON TOUKU 3PEHUSI — 3TO Pe3yJabTaT MyTallMd B OJHOM M TOM
Xe JIoKyce. boiee ompeneieHHO MOXXHO TOBOPUTH O TeX TeHaX, B KOTOPHIX
NACHTUGUIINPOBAHEI 00YCIIOBIMBAOIINE 00Ie3Hb MyTalln. B HacTos1Iee
BpeMs n3BecTHO 0KoJ0 1500 Takmx reHoB. OmHaKo B OIMKaiiree BpeMs Ha
OCHOBE 3HAHMI1 TeHOMa JeJloBeKa 0OOHapyKeHNe TeHOB U MYTalllii B HUX,
BEPOSITHO, OYIET YCKOpPeHO. B CBSI3M ¢ TeM, 4YTO pa3IWIHBbIC MyTallud B
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OIHOM U TOM K€ T€HE YaCTO MPUBOISAT K PA3JIMYHBIM HAPYLIEHUSIM, O0LIee
4ucyo 00Jie3HEN ¢ YCTAaHOBJAEHHONH MYTallMOHHON MPUPOIOU MOXHO CUM-
TaTh paBHBIM 2000.

YHacnenoBaHue MaTOJOTMYECKOrO reHa (a B Cllydyae pPelecCHBHBIX
MyTallMii — NBYX aJlyiefiell) He BCerga COMPOBOXIAETCS Pa3BepHYTOM
KJIMHUYECKOW KapTUHOW. Bblllle yXe TroBOPUIOCH O BO3MOXHOM BIIUSI-
HUM (HaKTOPOB BHEIITHEW Cpenbl Ha TIPOsiBIieHUe reHoB. OMHAKO U Apyrue
reHbl, (OpMUPYIONINE TEHOTUTI 0COOU, T.e. TEHETUYECKYI0 KOHCTUTYIIUIO
WHAWBUAA, MOTYT BIUSATh HA MPOSIBJICHUE MAaTOJIOTUYECKOro reHa. B ciy-
YasgxX OTKJOHEHHUS OT BBIPAXEHHON KapTUHBI OOJIE3HU TOBOPSIT O HEMOJI-
HOI MEeHeTPAHTHOCTU U BapbUPYIOLIEH IKCHpecCuBHOCTHU reHa. [Tockoibky
TeHEeTUYeCKasl cpela A MaTOJOrMYeCcKOro reHa BCeraa WHAWBUAYAIbHA,
BO3HUKAIOT IIMPOKUE BO3MOXHOCTH JJI PA3HOTO MPOSBJICHUS 3TOTO TeHa
Y Pa3JIMYHBIX UHIUBUIOB.

MHorue reHHble MyTauuu OOYCIOBIMBAIOT BO3HUKHOBEHUWE TaKUX
MOJIEKYJISIPHBIX (pOpPM OEJIKOB, TTaTOJIOTUYECKOE NEHCTBUE KOTOPBIX BHISIB-
JISIeTCS HEe B OOBIYHBIX YCJIOBHUSIX, a TOJBKO IMPU B3aUMOACUCTBUU CO
crieniupruecKkuMn (pakTopaMu BHEIIHEW Cpefbl. DTO TaK Ha3bIBaeMbIe
JKOreHeTHYeCKHe BapuaHTbl. Hampumep, y aull ¢ MyTallUsSIMU B JIOKYCE
[110K030-6-docharnerunporerassl (F6MDAT) npu nedyeHuu cyiabhaHmUIa-
MHUJIAMU BO3HUKAET T€MOJIM3 SPUTPOLUTOB, y JIMI C aHOMAJbHON XOJIU-
HACTEepa3oil BBeACHWE AUTUJIMHA* TPUBOAUT K JJIMTEIbHOU OCTAaHOBKE
NbIXaHUs (CM. THaBy 8).

HacnepcTBeHHOCTb U NaTOreHe3 HacsleACTBEeHHbIX 6onie3Hen

Mmnorune Cl'[eL[I/I(bI/I‘IeCKI/Ie CTOPOHBbI MaTOreHe3a HaCJICACTBCHHDBIX 0oJes-
Hel OIMPCACIAIOTCA XapaKTCPOM ITOBPCXKIACHUA TCHCTUYCCKHUX CTPYKTYDP,
HO d)OpMI/IpYIOTCH Ha YPOBHC LCJIOCTHOIoO OpraHmima, 410 M 06YCI[OBI[I/I—
BacT MHANBUAYAJbHBIC O0COOEHHOCTH MaTOJIOTUUYECKUX ITpOLECCOB.

HpI/I XpPOMOCOMHBIX 00JIE3HAX OTKJIOHEHUSA OT HOpMAaJIbHOIo pas3-
BUTUSI KOPPEIUPYIOT, KaK MPaBUJIO0, C BBIPAXKEHHOCTHIO XPOMOCOMHO-
Tro I[I/ICﬁ.’:lJ'IaHCEl. Yem OosbiIe XpOMOCOMHOI'O MaTt€puasia BOBJICUHCHO B
MyTaluioo, TEM pPAaHbIIC 3abo0ieBaHNe IIPpOABUTCA B OHTOICHE3€C N TCEM
3HAYUTECJIbHEEC 6y,Z[YT HapylmicHHUA B CbI/I3I/I‘ICCKOM N IICUXMYCCKOM pas-
BUTUN UHOUBUOA.

CorrocraBieHne CbeHO- 1 KapnoTuIiia I1pru XpoMOCOMHBIX 00JIe3HIX TTOKa-
3bIBACT, YTO CHCHI/Id)I/I‘IeCKI/Ie IIPpOABJIICHUA CUHAPOMA 3aBUCAT OT HEOOJIBIIINX
CEIrMCHTOB XPOMOCOM. le/lc6anch 1o 6OJ'ILI_LIOMy 06”beMy TEHETUYECKOI' O
maTepuraja IpUuBOAUT K OoJsiee HecrelnpUuIeckoi KapTuHE MOpakKeHusl.
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Kakux-nubo cneumnguueckux 4epT MaToreHe3a XpoMOCOMHBIX 00J1e3-
Hell He OOHapyXeHO HU Ha MOJIEKYJISPHOM, HUM Ha KJIETOYHOM YPOBHE.
OcHOBHa$ 4epTa XpOMOCOMHOTI0 AucbaaHca — MHOXECTBEHHOCTb ITOPO-
KOB Pa3BUTHUS pa3HBIX OPTAaHOB U CUCTEM (YepeITHO-TUIIEBBIC TUCMOPhUH,
MOPOKM pa3BUTUSI CKEJIETA, CePAEUYHO-COCYAUCTOM, HEPBHOI 1 MOYEIIOJIO-
BOW CUCTEM).

MexaHu3MBbl MMaTOreHe3a MOHOTEHHBIX 3a00JIeBAaHUI BechbMa pa3HOO-
o6pa3Hbl. CriemnuUIHOCTh 3TUX MEXaHM3MOB BO MHOTOM OIpeaesIeTC
OMOXMMUYECKMMU HApYLIEHUSIMU, OOYCIOBJIEHHBIMU JAaHHOU MyTallueit.

HekoTopble 0011Me 3aKOHOMEPHOCTHM IaTOreHe3a MEHAEIUpPYIollei
MaToOJOTMU MOXHO PacCMOTpPETh Ha MpUMEpe HACJIEICTBEHHBIX 00JIe3HEN
oOMeHa BElIEeCTB, MJII KOTOPbIX YCTaHOBJIEHA CBSI3b MEXAY MYTAaHTHBIM
reHOM U OMOXMMMUYECKON peakIuei.

IlaTonornueckue mOposSBIEHUS Pa3BUBAIOTCS KaK CICACTBUE CJIOXK-
HOrO B3aMMOJCUCTBUSI OMOXMMMUYECKUX CABUTOB U (PU3MOJIOTMUECKUX
U3MEHEHU B opraHusMe. [laxke mpu CXOACTBE BUIA HApPYIIEHUS, HAIpU-
Mep HakKoIUIeHUsl cybcTpaTa, MaTOreHETUYECKUE MEXAaHU3Mbl PA3BUTUS
pas3JMyHbIX 3a00JeBaHUI OyayT pa3avuyHbl. B ogHOM ciyyae Hakariu-
BawoIIUica cyocTpaT MOXET OTKJIaIbiBaThCS B KJETKaX, MPUBOAS UX K
rudeau, B APYrMX OH JIETKO MOKMJAET KJIETKM M €ro KOHLEHTpauus B
OMOJOTMYECKUX KUIKOCTIX MOXET MHOTOKPATHO ITPEBBICUTH HOPMajb-
HBIA ypoBeHb. B pesyibTaTe BO3HUKAIOT YCJIOBUS 1JISI CYIIECTBEHHOTO
U3MEHEHUSI KHUCIOTHO-OCHOBHOTO PAaBHOBECUSI KPOBU, KOHKYPEHIIUS C
(GU3MOJIOTUYECKUM aHAJIOTOM IPU TPaHCIIOPTE 4epe3 remMarosHIedain-
YyecKUil Oapbep, HAKOIIJICHWE BEIIeCTBA B Pa3HBIX TKaHSIX.

Ponb renHermueckux (hpakToOpoB B maroreHese 0oyie3HE HeMH(EKIIN-
OHHOM TIPUPOABI BBISIBJSIOT 4epe3 OOHapyXeHUe accouualMuil TakKux
0oyie3HE ¢ MEHACTUPYIOIIUMU IIpU3HaKaMU (MX HA3BIBAIOT TeHeTHYe-
CKHMH MapkepamH). 11T HEKOTOPBIX 3a00JeBaHMWIl YK€ BBISICHEHA ITaTO-
reHeTuyeckas pojb MapKepoB [TyOepKyJie3, CUHAPOM IPUOOPETEHHOTO
nMmmyHonedunura (CITHUI)].

CrrenMpUYHOCTh ITaTOTeHe3a MHOTMX HAacCJeICTBEHHBIX W HeHa-
CJAEICTBEHHBIX 00JIE3HEN BO MHOTOM MOXKET OTNIPENEasIThCS COCTOSIHUEM
NMMYHHON M 3HIOKPUHHON cucTeM, PYHKINU KOTOPBIX TCHETUUECKU
IeTepMUHUPOBaHE. HeOmaronmpusSTHBIMT HAclIeACTBCHHBINT (POH MOXET
CTaThb TMPOBOLUPYIOUIMM MOMEHTOM B Pa3BUTUU JIIOOOW TMMATOJOTUU.
Hanpumep, kak nmpaBuio, 6eCCUMIITOMHAsI T€TE€PO3UTOTHOCTH IO TeHY
-TamacceMuu BO BpeMs O€pPEMEHHOCTU MPUBOMUT K Pa3BUTUIO BhIpa-
KEHHOU aHeMuu, TpeOylollieil TepaneBTUUECKOro BMelnaTeabcTBa. [pu
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MYTallUsIX B TeHeTHMUYeCKUX cucTeMmax pemapanuum JHK MyrareHHBIE
W KaHIIepOreHHBIC (AKTOPH YCKOPSIOT pa3BUTHE 3JI0KAUYCCTBEHHBIX
HOBOOOpa30BaHUIA.

HacnepncTBeHHOCTb M KJIMHU4YECKaa KapTUHa OonesHen

MHOTOMIAHOBOCTh KIMHUUYECKUX 1 JTAOOPATOPHBIX ITPOSIBICHUI JTI000-
ro 3a00JieBaHUSI OXBATHIBACTCS TOHSITHEM KJIHMHHYECKOTO MOJuMopdu3Ma.
O mpuuMHaX KJIWHUYECKOTO ToJmMopdu3Ma B o0mieid Gopme MOXHO
CKa3aTh, YTO OH OOYCJIOBJICH B3aMMOJICHCTBIUEM TeHETUUCCKIX 1 CPEIOBBIX
¢dakTopoB. B cBsI3M ¢ 3TUM OOBSICHEHUE KJIMHMUYECKOTO pasHOOOpasus
0oJIe3HE TECHO CBsI3aHO C TaKMMU (QYHIAMEHTAJIbHBIMUA ITOHSITHSIMU
TeHEeTUKM, KaK TeHeTHMUYecKasd TeTepOreHHOCTb, MEHETPAHTHOCTH, DKC-
MPECCUBHOCTD, TJICHOTPOIIHSI.

l'eHeTMYeCKMEe MPUYMHBI MOTUMOp(MU3Ma HaCJIeICTBEHHBIX OO0Ie3HEN
00YCJIOBIIEHBI TeHETUIECKO YHUKAJBHOCTHIO KaXXI0TO MHANBHIA, a KOH-
KpEeTHBIC MEXaHU3MBI O0YCIIOBJICHBI IN0O TeHETHICCKOM TeTePOreHHOCTRIO
(MyTamuu B pa3HBIX JOKycaX MJIM MHOXCCTBEHHBIC ajlJIeIn), MO0 MOIH-
GUIIMPYIOIUM BIUSHUEM BCETO TCHOTHUIIA OCOOM, T.e. TCHOTUIIMYCCKOMI
KOHCTUTYLIMEN MHAWBUIA.

WCcTUHHBIN KIMHUYECKUN TTOJTUMOPGU3M HACJIeACTBEHHBIX 00Ie3Hel
MOXET ObITb OOYCJIOBJIEH MOAMMUUUPYIOIIUM BIMSIHUEM TE€HOTUIIA Ha
MpOSBJIEHNE TMAaTOJOTUUYECKOro TeHa, T.e. B3aumMmonelicTBueM reHoB. Ha
3Ty CTOPOHY KJIMHUIECKOTO MOJIMMOp(dr3Ma BIIEpBbIe OOpAaTUII BHUMaHUE
C.H. JaBunmenkon eme B 1930-x romax, m3ydas HacJieqOBaHHE OTAEIb-
HBIX CUMIITOMOB HEpPBHBIX OOJIe3HEl cpeay pPOICTBEHHUKOB OOJBHOTO.
CoriacHo ero TUIIOTe3e, KINHNYECKUE MPOSIBIeHNUS 3a007eBaHUS CTaAHO-
BATCS HAaMOOJNBIINMMU, €CJIV B OJHOM TeHOTHUIIE OOBEINHSIOTCS «I1aTOJIO-
THYeCKHUI 3aJaTOK» M APYTHE HACICACTBCHHBIC (PAKTOPHI CXOMHO HATIPaB-
JICHHOTO ACUCTBUS. YCUMIUTENbHBINM Tporu3M, nmo C.H. JlaBUIcHKOBY,
cnenuuUeH A KaxJI0TO IreHa.

HecMoTpst Ha OOILIENTPUHSATHIE MPEACTaBICHUS O 3HAYEHUU HaCeHd-
CTBEHHOCTH, B peaiM3alluy MATOJIOTMYECKUX MPOIECCOB, N0 HeIaBHE-
ro BpPEMEHU pOJIb HACJIEACTBEHHOCTH TPEACTABISIIA B BUAE HEKOETO
HenuddepeHnpoBaHHoTo (GoHa. OgHAKO MHOTOUUCICHHBIE MPUMEPHI
CBI3el HEKOTOPBIX T€HETUUYECKU NETEPMUHUPOBAHHBIX MOTUMOPQPHBIX
CHUCTEM C OCOOCHHOCTSIMHM TaTOJOTUYCCKUX IIPOIECCOB YOEmMTEIBHO
CBUCTEIBCTBYIOT O 3HAUMMOW pPOJIM HACICACTBEHHOCTH B WHIWBUIY-
aJpHOM maToJoTHMHW. TakmM oOpa3oM, HaclleNCTBEHHAsI KOHCTUTYIIMS
opraHm3Ma — 3TO 0a3a, KOTopas MOXET BO MHOTOM ONpeneasiTh WHIN-
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BUIYaJbHYIO CHEeHU(MUKY KIMHUICCKON KapTHUHBI HACJICACTBEHHBIX U
HEHACJIEACTBCHHBIX OoJIe3HEeil. XopoIass MILTIOCTpalds CKa3aHHOIO —
0O0JpIINEe MHINBUAYAJIbHBIC PAa3IMUINSI UMMYHHOTO OTBETA.

He MeHBIIYIO posTb, YeM TEHOTHUITMUYECKasl cpefa, B IIPOMCXOXICHUU
KJIMHUYECKOTO MOJMMOp(hr3Ma HACICACTBEHHBIX 00JIC3HE MOTYT UTPaTh
¢daxTOphl BHEHIHEW CpeAbl, B3aMMOICHCTBYIOIINE C HACICACTBEHHBIMU
dakTopaMu Ha JTIOOOM d3Tame BHYTPUYTPOOHON WMJIM MOCTHATaJIbHOM
Ku3Hu. Hampumep, Ooratasi ¢peHuUIaJaHUHOM THIAa OEpeMEHHON ycu-
JIUBAET pa3BUTUE (GEHUTKETOHYPUU Y OyIyIIETO TOMO3UTOTHOTO pebeHKa.
Bonee Toro, y reHeTMYeCKM HOPMAJIbHBIX IIOTOMKOB XXEHIIUH ¢ (DEHUIIKE-
TOHYpHE HaOII0JAIOTCS BHYTPUYTPOOHAS 3alepXKa pocTa, OTCTaBaHME
B YMCTBCHHOM pa3BUTUM, MHUKpoledanus. DT HapyIICHUs CBSI3aHBI C
BO3ICCTBMEM Ha IUION BBICOKMX KOHIICHTpalMi (DeHMJIaJJaHWHA U €TO
MeTabOJIUTOB B CHIBOPOTKE KPOBU OCPEMEHHOIA.

Bone3nm ¢ HaciaeacTBEHHOM TMPeapacIlONOXEHHOCTHIO MMEIOT eIle
OONPIINI KIMHUICCKUA TTOTUMOP(PU3M T10 CPaBHEHUIO C MOHOTCHHBIMU
3a00JICBaHUSIMH, TIOOTOMY IIPH MHOTUX MHOTO(AKTOPHBIX 00JIC3HSIX peUb
UACT O KINHNYECKOM KOHTHHYYME C MHOTOOOpasueM (opM — OT CYyOKIIH-
HUYCCKUX IO TSIXKEIIBIX.

HacnepctBeHHOCTb U Ucxoabl 3a0oneBaHui

ITaTomornueckoe geiicTBHEC MyTalluM (MJIM MYTallNii) MOXET IIPUBOIUTH
K JIETaJIbHOMY MCXOAY Ha Pa3HBIX CTanusIX oHToreHe3a. CylecTBEHHBIN
BKJIAH JIETAJIbHBIX W IIOJNYJETAJIbHBIX MYTallMid BO BHYTPHUYTPOOHYIO
rubeb U B paHHIOIO MOCTHATAJIbHYIO CMEPTHOCTH HE BBI3BIBACT COMHE-
HHU, XOTS W HE BCerIa MOXHO OIpENeIUTh, IPSIMOE 3TO IeiicTBUE
(3THOIOTMUECKOEe) MM OIOCPEIOBaHHOE 4epe3 ImaToreHes. JleTaabHBIN
a(pderT MyTanmmii MOXKET TIPOSIBUTHCS Cpa3y II0CJE OILJIONOTBOPCHUS.
[Mo-BugumMomy, 60% Bcex 3auaTuii He peaan3yeTcss B OEpeMEHHOCTb U B
OONBIIMHCTBE CIy4aeB — B pe3yJbTaTe HACICACTBCHHBIX HapYIICHUIMA.
Oko710 50% Bcex CIOHTAHHBIX A0OPTOB CBSI3aHO C FeHETUUYECKUMMU (aK-
TopaMHu. B mepBoit moIoBrMHE 0CpEeMEHHOCTH MPOUCXOAUT HAMOOJIbIIas
SIMMUHAIIMSI SMOPHOHOB 1 IJI0A0B. I1pn 3TOM YeM paHBIIIE ITPEpPHIBACT-
csl 6epeMeHHOCTh, TeM BEepOsITHEES, UTO MPUUNHON adopTa OBIJIM XPOMO-
COMHBIC aHOMaJIUU. XOTSI MEXaHU3MBI THOCIN PAa3INIHEI, B LIEJIOM OHU
CBSI3aHBI C HAPYIICHUSIMU TCHETHYECKOTO KOHTPOJISI PA3IMIHBIX 3TAIlOB
sMOpHoTeHe3a — OT HEBO3MOXHOCTU MMIUIAHTALIUU OJAaCTOLMCTHI IO
HECTIIOCOOHOCTH KapHMOTHITMYCCKM aHOMAaJIbHBIX KJIETOK (hOPMHPOBATh
TKaHEeBbIC CTPYKTYPHI.
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He ToapKO XpOMOCOMHBIC aHOMAJIMK, HO ¥ TCHHBIE MYTaIluM 00YCIIOB-
JINBAIOT BHYTPUYTPOOHYIO TOeIb. M3BecTHO Oojiee 150 TaKMX HO30JIOTH-
yeckux ¢opm. ['eHeTHmUyecKme (haKTOPHl MMEIOT CYIIECTBEHHOE 3HAUCHHUE
W B TIICpUHATAJIbHON cMepTHOCTH. [louTy y KaxXmoro 3-ro mepuHATaIbHO
yMepIIero oOHapy:KMBaeTCsI HACIeACTBEHHAsI M BPOXICHHAs TTaTOJIOT M.

3HavYeHNE TCHETUUCCKUX (PAKTOPOB B JICTAJIbHBIX MCXOAAX HE OTPUIIACT
W He yMallsieT 3HaYeHMs BHEITHUX (DAKTOPOB B CTPYKTYpe CMEPTHOCTH,
a JIMIIb TIOMYEePKUBAET, YTO IMOBPEXKIAIOIINE BO3ICHCTBUSA (THUIIOKCHS,
pomoBasi TpaBMa, MHTOKCHKAIMsI, TUTIOTpOousd, MHPEKINN) y OeTeH C
aHOMaJIbHBIM T¢HOTHUIIOM CKOpee IIPUBEAYT K THOCIN, YeM Y HOPMaJIbHBIX
neteii. TakuM oOpa3oM, HAcAeACTBEHHbIE OOJE3HU MOTYT NMPUBOAUTH K
CMepTH OOJBHBIX C HACJCACTBEHHOMN ITaTOJIOTHEH B KaueCTBE IIEPBOIIPH-
YWHBI 00 CIIyXaT HeOJIAarOMPUSITHBIM (DOHOM, YCIOXHSIIOIINM TCUCHME
HCHACJICACTBEHHBIX OOJIE3HEI.

Cpenu IpUUYMH JETCKOM CMEPTHOCTH CYIIECTBEHHOE 3HAaUYCHUE UMEIOT
XPOMOCOMHBIC 0OJIC3HW M TaKWe HACJICACTBEHHBIC TeHHBIC OOJIC3HM, KaK
MYKOBUCIINA03, 00JIe3HN 0OMEHa BEIIeCTB.

IMaTtomormueckre MyTalluM KaK 3THOJOTUICCKUNA (haKTOp MOTYT OBITh
MIPUYNHON XpOHNIEeCKHNX Oosie3Hel. HacmencTBeHHBIC 00JIe3HN TTpaKTHIC-
CKU BCerla OTHOCITCS K XpOHMYECKHUM TIpoIieccaM, eCIU TOJIBKO MyTaIlHs
HE TPUBOOUT K TMOEIM Ha 3MOPMOHAIBHON CTagWuM JHOO K CMEPTU B
paHHEM IETCTBEe. XPOHMUYECKOE TEUCHNE CBOMCTBCHHO KaK T€HHBIM, TakK
M XPOMOCOMHBIM HACJICACTBCHHBIM OOJIE3HSIM. BOJNBIIMHCTBO HacIem-
CTBEHHBIX 0O0JIe3HEH (B TOM UMcIie 00JIe3HM 00OMeHa BEIIECTB) UMEIOT, KakK
MIpaBUJIO, IPOrPEAMCHTHOES TeueHMe. [eHHbIe MyTalluU MOTYT HE TOJBKO
cnennpUIeCK IIPOSBIASTHCI, HO M OOYCIOBIMBATH HECIIEIU(MUUICCKOE
CHMKEHUE COIPOTUBJISIEMOCTH OpTaHM3Ma COIYTCTBYIOIINM 3a00JIeBaHN-
SIM, OOYCJIOBIMBAsI MX XPOHU3AIIUIO.

HacnencTBeHHASI KOHCTUTYIIMSI MOKET CYIIECTBEHHO M3MEHSITH 3(p(pek-
TUBHOCTD JICUCOHBIX MEPOIPUITHI. BO-TIepBEIX, 3TO IMTUPOKO M3BECTHEHIC
HaCJICACTBEHHO OOYCIOBJICHHBIC TTATOJOTUUECKIE PeaKIINM Ha pa3INnIHbIC
JIeKapCTBEHHbIE BELIECTBA; BO-BTOPBIX, 3TO MOJUMOP(MU3M MO CKOPOCTU
BBIBEIICHUST MJIM OKMCJICHUS HEKOTOPHIX JIEKAPCTBEHHBIX BEIICCTB MO0
MeTabOIUTOB, MOTMPUIIMPYIOMNX (DapMaKOKMHETUKY psAa JeKapCTBEH-
HEIX IperapaToB (CM. TJaBy 8).

3HavyeHNEe TEHETUUYECKUX (DaKTOPOB B JIeTaJbHOM 3 heKTe MIN XPO-
HUYCCKOM TEUYCHWM H3BECTHO HE TOJBKO IS HACICACTBEHHBIX, HO U
IUIST HEHACJICACTBEHHBIX 00yie3Hel. XOTS UX POJIb B BEI3IOPOBICHUH IIPHU
HEHACJICICTBEHHBIX OOJIC3HIX M3yUeHa HEAOCTATOUYHO, HO B 0OIICH (hopMme
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SICHO, YTO OTAEJIbHBIC MYTallMK MJIM UX COUYCTAHUS IIPUBOASIT K ITOHMKCH-
HOl CIIOCOOHOCTHM OpraHM3Ma BBIACPXKHWBATH IOBpEXIaollce BIMSHUC
cpenbl (TeHBI UMMYHHUTeTa, (pepMeHTOomaTuii 1 T.1.). ClemoBaTeabHO, Y
TaKWX JIAIl BBI3OOPOBJICHUE OYACT 3aTSTUBATHCSI, UTO OOYCJIOBHUT IIepe-
XOI TATOJIOTMYECKOTO IIpoIecca B XpOHMUYECKUM. [leiicTBUEe KOHKpPET-
HBIX TCHOB B XpOHU3aIlMK HEHACIEACTBEHHBIX OOJIC3HEN OCYIIECTBIISCTCS
yepe3 M3MEHEHHYIO HANpaBJICHHOCTh OMOXMMWYECKMX peaKIWil, Hapy-
IIeHWe TOPMOHAJBHOTO CTaTyca, CHMXKCHWE MMMYHHOTO OTBETa U T..I.
Hampumep, IIpu oTCYTCTBUU KaTalla3bl B KPOBH (HAcCJIeACTBEHHAs aKaTa-
JTa3usl) HaOMIOJAIOTCS XPOHUWUYECKHE BOCITAJICHUSI CIM3UCTBIX O00O0JIOUEK,
MIPpY HACJIEICTBEHHBIX UMMYHOIS(UIINTHBIX COCTOSHUSIX — XPOHUUCCKUE
3a00JIcBaHUST BEPXHUX IBIXaTCIbHBIX MyTel, HOCOTJIOTKH.

KJIACCUDUKALNA HACNEACTBEHHOW
MATOJ1IONMA

B cBs13u co COXHOU TPUPONOIl HACTIEACTBEHHOU IMATOJOTUU CYIIe-
CTBYET HECKOJIbKO BapUaHTOB ee Kiaccudukaiuu (M ¢ TEHETUUECKO, 1
¢ KJIMHWYECKOi Touku 3peHus). [IpsiMoe oTHoleHMEe K Kilaccuukanum
HACJIEJICTBEHHOU IMaTOJIOTUM WMEET TEPMUHOJIOTHsI, yrmoTpebdiasieMass B
MEIUIIMHCKOI JTUTeparype.

TepMuH «HAC/IeNCTBEHHbIE 00J€3HH» HE PABEH TOHSTHUIO <«BPOKIEHHBIE
Oome3nn». [log BpoXIeHHBIMU OOJNIE3HSAMU TIOHMMAIOT TaKWe COCTOSTHUS,
KOTOpBIE CYIIECTBYIOT yXe TPU POXIEHUU pedeHKa. BpoxaeHHbIE Oose3-
HU MOTYT OBITh OOYCJIOBJIEHBI HACJIEACTBEHHBIMU M HEHACICACTBEHHBIMU
akTopamu. [locnenHre BBI3BIBAIOT BPOXICHHBIE TOPOKM, BO3HUKIINE B
pe3ynbTaTe TepaTOTEHHOTO MEHCTBUSI BHEITHUX (DAKTOPOB, BPOXKICHHBIE
nHbekmu (cuduiinc, MUTOMETaJoBUPYC, KpacHyXa U Ap.). B To ke BpeMst
HE BCEe HACJENCTBEHHBbIC OOJIE3HU SIBJISIIOTCSI BPOXIEHHBIMU (OYEBUIHO,
okoJio 50%). HekoTopble 3a0601eBaHMST TIPOSIBIISIIOTCS] B IETCKOM (MUOMATHSI
JiolieHHa, MYKOBUCITUI03), IPYTHE B 3pEJIOM (MUOTOHUYECKAST TUCTPODUSI,
Xopesi [eHTUHTTOHA) 1 JaXe B MOXUJIOM (00sie3Hb AJblireiiMepa) Bo3pacTe.

TepmuH «cemeiiHbie 00JIe3HH» HE SIBISIETCS CUHOHUMOM TEepMMHA
«HACJIeZICTBEHHBIE Oosie3Hm». CeMeliHble 0O0JIe3HU MOTYT ObITh Hacel-
CTBEHHBIMU U HEHACJIENCTBEHHBIMU. DTOT TEPMUH TOBOPUT TOJIBKO O TOM,
4YTO 3200JIeBaHNE BCTPEUYAETCS Y YICHOB OMHOW CEMbH, 1a M CAMO TIOHSITHE
«CEMbsT» BKJTIOYAET POACTBEHHUKOB OT JABYX JO HECKOJBKUX MOKOJIEHUIA.
Bone3nb MOXeT OBITH OOYCJIOBJIEHA BIUSIHUEM OJHOTO U TOTO X€ BPEIHO-
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ro ¢akTopa B ceMbe: HEIIPAaBUJIBHOTO MUTAHUS, TJIOXOM OCBEIICHHOCTH,
CBIPOIl KBapTHPHI, OMHOM M TOU Xe Mpodeccuu (IIaxTeprl, TKa4d U AP.).
Wnuorma 3aboneBaHus pa3feisioT Ha ceMEWHBIC W criopammueckue. Ilpu
9TOM ISl CEeMEMHOTO 3a00JIcBaHUSA IIOApa3yMeBaeTCs €ro HaJaudue y
POICTBEHHMKOB, a JIJIsI CIIOPAIMYECKOI0 — OTCYTCTBHE B CeMbe. TaKmM
obpa3oM, Tpu IMOZOOHON KJIACCH(MUKAIIMKU OOJBIIMHCTBO PEIIECCUBHBIX
3a00JIeBaHNIT OYIET OTHOCUTBCS K CIIOPATUICCKUM, ITOCKOJIBKY B pOIOC-
JIOBHBIX (OCOOCHHO €CJIM PONOCIIOBHAas HE OYCHBL OOJBIIasl) 9acTo He
HaOI0maeTcsa APYTUX CIydacB 3TOro 3aboyieBaHMs. TepMUH «CIIOpamu-
YeCKUIt» MOXHO C M3BECTHOU HOJIEH YCIOBHOCTU IPUMEHSITH B CIydasix
TOMHWHAHTHBIX M XPOMOCOMHBIX 0ose3Hel. Ciopagndeckue Ciaydan mpo-
TUBOITOCTABIISIOTCS YHACICIOBAHHBIM OT OOJILHOTO POIUTENS, T.e. TCPMUH
«CIIOPAAUIHOCTb» TTOAYSPKHUBACT IIEPBUUYHOE BOSHUKHOBEHUE MYyTAIlUN.

FeHeTuvyeckasa knaccudukaumusa HacnenCcTBeHHbIX 0one3Hen
B ocHOBY reHetuueckoi KJjaccuuKalluyd HACJIeACTBEHHBIX OOJe3Hel
MOJIOXKEH 3TUOJOTMYECKUN MPUHLIMII, a UMEHHO TUMN MYTalMid, B TOM
Yucyie SNUMMYyTallMu, TUI KJIETOK M XapaKTep B3aMMOACHCTBUS CO CPEION.
Bcro HacaencTBeHHYIO MATOJIOTHIO MOXHO Pa3feauTh Ha 3 TPYIIITHL.
— bone3nu, o0yca0BAEHHBIE MYyTALIUSIMU B MOJOBBIX KJIETKAX:

* XpOMOCOMHBIE (Hampumep, cuHapombl Hayna, Kmaitadenrtepa,
«KOIIAYbero Kpuka);

* TCHHBIC (HampuMmep, TeMouans, aXxOHApOoIUIa3us, (peHUIKETO-
HYpUs);

* MHOTO(AKTOPHbIE UJIM 00JIE3HU C HACJIEACTBEHHBIM Mpeapacro-
JIOXKeHMEeM (KaK ITpaBUJIO0, TIOJIMTeHHBIC; HATIpUMED, IMU30(pPpeHNUS,
3CCEeHIIMabHas TUIepTEeH3u s, TIcCopras);

* SIUTCHeTHYECKNE (Hampumep, cuHApoMbl Perta, Koddbura—
Jloypn, IIpanepa—Buminm).

— bousie3nu, oOycaoBIeHHbIE MYTALIUSIMU B COMAaTUUECKUX KJIETKAX:

* XpOMOCOMHBIEC (HaIlpUMep, MO3aWdHBIE (POPMBI XPOMOCOMHBIX
0oJIe3HEM, e KO3BbI);

* TCHHBIC (HaIlprMep, OITyX0JIM Ha (hOHE MyTallMii OHKOTEHOB);

* MHOTO(aKTOpHBIC (HAallpUMep, BTOPUIHBIC MMMYHOIE(MDUIITUTHI,
BPOXJICHHBIC TTOPOKH PA3BUTHUS, OITYXOJIN);

* BIIUreHeTHYeCcKre (Hampumep, OMYyXOJM MUILEBOAA, MOJOYHOM
XKeJe3bl).

— bosie3nu, oOycaoBIeHHbBIE MYTALIMSIMU B MIOJIOBBIX 1 COMAaTUYECKUX

KJeTKax:
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* XpOMOCOMHBIE (HaIlpyMep, JIEUKO3bl y OOJBHBIX C CHHIPOMOM
HayHa);

* TeHHbIE (HampuMep, peTuHOOIacToMa, onyxoJjb BusibMca);

« MHOTO(aKTOpHEIE (HallpuMep, ayTOMMMYHHBIC 3a00JIeBaHMS);

* SIIUTCHETUYECKUE (HAaIIpuMep, CeMEMHBIN HEITOJMITIO3HBIM KOJIO-
pPEeKTalbHbBIN pak).

I'ennbie 00J1e3HN — 3TO 0O0JIE3HU, BHI3BIBACMBIC TCHHBIMHU MYTAIIASIMM.
XpoMocoMHbIe 00JIE3HH OIIPEACISIOTCS XPOMOCOMHBIMU M TEHOMHBIMH
MyTauusiMu. JlefeHue HacJeICTBEHHBIX OOJie3HEeih Ha 3TU JBE T'PYIIbI
HedopMmaabHOe. [eHHBIE MyTaIlUM TIePenaroTCsI U3 TTOKOJICHHS B ITOKOJIC-
HHUE B COOTBETCTBUU C 3aKOHAMM MeHness, a OOJIbIIUHCTBO XPOMOCOM-
HBIX 0O0JIe3HEeH, 0OYyCIOBJIEHHBIX aHEYIJIOUAUSIMHU, BOOOIE HE HacCJely-
ercsT (JIeTaJbHBIA 3(P(PEKT ¢ TeHETUIECKON TOYKM 3PEHUS), CTPYKTYPHBIC
MePECTPONKN (MHBEPCUU, TPAHCIOKAIIMN) TIEPEHalOTCS C JTOTOJTHUTEIh-
HBIMU NIEPEKOMOWHALIMSIMU, BOSHUKAIOIIUMHU B MEH0O3€ y HOCUTEN S Mepe-
CTPOMKM.

BoJsie3anu ¢ HacjenCTBEHHON MpeApacnoJ0KeHHOCTbI0, UM MHOrogak-
TopHble. 1151 X pealu3aluu HEAOCTATOYHO COOTBETCTBYIOIICH TeHeTHYE-
CKOM KOHCTUTYIIUM WHAWBHUAA, HYKEH elle (paKTop MM KOMILJIEKC (hak-
TOPOB CPEIBI, 3aITyCKAIOIMMUX (DOPMUPOBAHNE MYTaHTHOT'O (hDeHOTHIIA (VTN
6o0se3am). C TOMOIIIBIO CPeaoBOro (pakTOpa peaan3yeTcs HacaeACTBeHHAs
MPeapacooXeHHOCTb.

I'pynna MHorogakTopHbiX O0jie3HEN KpailHe CJ0XHas, U reHeTu4e-
CKMe MeXaHU3Mbl pa3BUTUS OOJBIIMHCTBA HO30JOTUYECKUX (DOPM IajieKu
oT pacmndpoBkr. OCOOEHHO 3TO KacaeTCsI CHHTPOITHBIX (BCTPEUYAIOIIMX-
Ccs BMECTE) M OUCTPOITHBIX («B3aMMHO OTTAJKWBAIOIIMXCSI») OOJIE3HEH,
KOTOpbIE OyayT noapoOHee pa300paHbl B IiiaBe 6.

DnureHeTnyeckne 00Je3HH OOYCIIOBJICHBI HapYIICHUSAMU PETYISLIUN
GYHKIUI TeHOB 0e3 M3MEHEHMs IepBUYHOU CTpyKTyphl JHK (cnmmy-
Tallumn).

Knunnyeckasa knaccudpunkauma HacneacTBeHHbIX 6one3Hen
Knunndyeckas knaccudukaiusi HacleACTBEHHBIX OOJIe3HEH 110 opraH-
HOMY, CUCTEMHOMY IIPUHIIUITY UJIH [10 TUITY OOMEHA BEILIEeCTB OY€Hb YCJIOB-
Ha. HaciencrBeHHble OOJIE3HU €QUHBI 110 DTHUOJOIMYECKOMY MPUHLIUITY
(MyTamum), ¥ OCHOBY HMX KJacCU(HUKAIIMKA COCTaBIISICT, TPEXKIE BCETOo,
CUCTEMHBIN ¥ OpraHHbII MPUHIUII: HEPBHBIE, HEPBHO-MbIIIIEUHbIE, TICH-
XuueckKue, 00Je3HU ONIOPHO-ABUTATEIBHOIO allnapara, KOXu, 3y004e10CcT-
HOI CHUCTeMBbI, KpOBU U Ap. ECcTecTBEHHO, TaKOM MOAXOA HEOMHO3HAYEH.
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Hampumep, 0ompHBIE ¢ HelipopnOpoMaTo30M (ayTOCOMHO-IOMUHAHTHOE
3a00JIeBaHNE) BCTpEeUaeTCsI M B HEHPOXUPYPIUIeCKNX KINHUKAX (y O0Ib-
HBIX pa3BUBAIOTCA OMYXOJMW MO3ra), U B 1€pMaTOJOTMYECKUX KJIMHUKAX,
TIOCKOJIBKY Y BTUX OOJBHBIX IIEPBOHAYATIBHO TOSBIISIOTCS OOIIMPHBIC
CBETJIO-KOpPMYHEBLIE MATHA U HeHpoduOpoMaTo3HbIe y3eJIKM Ha KOXe, U
B KJIMHUKAaX HEPBHBIX O0JIC3HEH B CBSI3U C TIIYOOKUMU HelipohrnOpoMaMu.
BonbHBle ¢ Xopeeit [eHTMHTTOHA SABISIOTCS MAallEHTAMU U HEBPOIIATO-
Jlora, M IICUXHWATpa, OOJBHBIC C TeMaTONCHTUKYISIPHON OereHepalmei —
TeparieBTa M HeBporatoyiora. IIpy o4eHb HEMHOTMX HAaCJIeICTBEHHBIX
00JIe3HIX M30UpaTeJbHO IOpaxkaeTcsl oAHa cucteMa. Jlake MOHOTeHHO
NeTepMUHUPYEMble OOJIE3HU BCJIEACTBUE IJIEHOTPONHOIO JEMCTBUS TeHa
M BTOPUYHBIX MATOTEHETUYECKUX 3BEHBLEB 3aTparuBalOT pa3Hble OpraHbI
¥ CUCTEeMBI. BOIBIIMHCTBO TeHHBIX MYTallNii, a TeM 00JIee XpOMOCOMHBIC
M TeHOMHBIE, BBI3BIBAIOT TeHEepaJIM30BaHHOE MOBpEXIeHNE KaKON-Tubo
TKaHMU (HampuMep, 00JIe3HW COCAMHUTEIBHON TKaHU) WJIM 3aXBaTHIBAIOT
HECKOJILKO OpraHoB. B CBsI3M ¢ 3TUM MHOTHWE HacJIeJCTBEHHBIE 00JIE3HU
MPOSBISIOTCS B BUJIE CUHAPOMOB MM KOMIIJIEKCA MATOJIOTUYECKUX TTPU-
3HAKOB, Ha TIEPBBII B3IV HE CBI3aHHBIX MEXKIY COOOIA.

Kraccupukamusa HacIeACTBEHHBIX O0JIe3HEH, BEIpaXKaloIINXCcs B Hapy-
IIeHNW OOMEHa BEIIEeCTB, IMMPOBEICHA IO TUITY ITOBPEXICHUS ITEPBUUHO-
ro 3BeHa oOMeHa. Takast Omoxmmuyeckass Kjaccudukauus oO0benuHSIeT
TeHeTUICCKUU M (DM3MOIOTHIYCCKUM (KIMHIUYeCKUi) monxonsl. [1o Takomy
MPUHIIUIY pa3IndyaioT HacJAeACTBEHHBIC 0OJe3HM OOMEHa YIJIEBOIOB,
JIMTIUJIOB, aMUHOKKCJIOT, BUTAMWHOB, ITYPUHOB W MMUPUMHUINHOB, OMO-
CUHTE3a TOPMOHOB M T.[I.

FrEHETUHECKME OCHOBbI TOMEOCTASA

Bone3sns — omHO U3 TIPOSIBICHUN IIPHUCIIOCOOMTEIBPHBIX peaKInii Ha
IEUCTBUE TIOBpeXAaIINX (PaKTOpPOB OKpyxXKaromieit cpenbl. [1oCKOTBKY
KaXXIBIl 9eJIOBEK C TEHETUUECKO TOYKM 3pECHUS CTPOTr0 MHAWBHUAYaJICH
¥ HEMOBTOPUM, TO M PeaKIIMM KaXIOTo 4ejoBeKa crienududHE. To, 4To
SIBJISIETCS OJATONMPUATHBIM (hbaKTOPOM OJISI OJHOTO, MOXKET OBITH PE3KO
TMaTOTEHHBIM IJI51 JPYTOTO.

I[To Mepe pa3BUTHS MEIWUIIMHBI W IIPOHWUKHOBEHUS OMOJIOIMYECKOM
HAyKU B IJ1yOMHHBIE MEXaHWU3Mbl «IIOCTPOCHUS» U KU3HEAESITEIbHOCTU
yeJioBeKa OyIyT MOJTHEee paclio3HaBaThCS U YCIOBUS, IIPU KOTOPBIX ITPOKC-
XOIWT TAPMOHNUYHOE Pa3BUTHE YEIOBEKA, COXPAHSICTCS U YKPETIJISICTCS eTro
300pOBbE WM, HA00OPOT, BOZHUKAIOT HapyIIeHUs (DYHKIINN 1 0OJIC3Hb.
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T'oMeocTas Kak CIIOCOOHOCTH OopraHm3Ma COXpaHATb PaBHOBECHUE CcBOEH
BHYTDCHHCfI Cpe€abl B YCJIOBUAX IMOCTOAHHO U3MEHSIOIIENCS Opr}KaIOH.[eﬁ
CpEabl BCEraa OCHOBAH Ha HOPME peaKmuu, IO KOTOpOfI IIOHMMAIOT pasMax
KoJie0aHM it peaKLII/Iﬁ OpraHM3Ma Ha BHCIIHUC BO3IeiCcTBUS 0€3 MaTOJIOTu-

YeCKNX OTKJIOHCHWI. DTH peaKIuu
00YCIIOBJICHBI BPOXKICHHBIMU XapaK-
TepUCTUKAMU OpTraHM3Ma, KOTOPHIC
o0ecrneunBalOT €My BO3MOXHOCTH
BapHallMii JIFOOBIX IIPU3HAKOB WJIN
mapaMeTpoB  ((pM3UOJOTUICCKUX,
MOpP®dOTOTUIECKUX, OMOXUMHUIC-
CKMX, UMMYHOJIOTMYECKIX) B JIOITY-
CTHMBIX ITIpenesiax 0e3 Hebaarormpu-
STHBIX TociencTBuii. He BhI3bIBaeT
COMHECHMU W3HaYaJbHAs Haclel-
CTBeHHAas 00yCJIOBJICHHOCTb Y MHIN-
BUAYAJIBHBIX, ¥ BUIOBBIX IIPU3HAKOB
OpraHu3Ma.

HacnencrsenHast ungpopmanusi,
peanusyloliascs B WHAWBUIYalb-
HOM pa3BHUTHUM OpTraHM3Ma uepe3
ounocunte3 PHK u OenkoB, o0e-
ceunBacT (GOpMHpPOBAHUE IIPU-
3HAKOB M CBOWCTB OpraHM3Ma HeE
KaK CTaOMJIbHBIX, MHBapUaHTHBIX
10 OTHOIICHUIO K M3MCHSIOIMIEICS
cpele, a KaK CIIOCOOHBIX K OIpee-
JIeHHO BapuaOenbHOCTU. Paszmax
9TOM BapmaOCIBHOCTH, €¢ HUXK-
HHE W BEPXHHE TPAHUIIBI CTPOTO
WUHIUBUAYaJbHBI. TakuM o0Opa-
30M, HOpMa peakIMu TeHeTHYe-
cKu obycioByieHa U (QopMUpPYETCs
B IIpoIlecce OHTOTEHE3a KaK OIWH
W3 3JICMEHTOB (PEHOTHIIA B IICJIOM.
B sBosOLIMOHHOM (hOPMUPOBAHUU
KaK caMOil HOPMBI peaKIiM, TaK 1
€€ TeHOTUITNYECKOIt 00YCIIOBICHHO-
CTU €CTECTBEHHBIN 0TOOP 3aKPeITUI

A

3poposbe — MomeocTas

B

BonesHb — [ucromeocras

B

BonesHb — [Oucromeocrtas

Puc. 2.5. 310poBbe Kak romeocTas (1o
Y. CkpaiiBepy, MoaubUIIMPOBAHO):
A — 300pOBbe MOIIEPXKUBACTCS Ha
OCHOBE TEHETUYEeCKU IeTePMUHUPO-
BaHHO HOpPMBI peakluM, obecrevyu-
BaIell roMeocTas TMpU YMEPEHHOM
BO3IECUCTBUU (haKTOPOB Cpeabl (ToMeo-
cra3); b — 0oje3Hb, 00ycClIOBJIEHHAas
YCUJIGHHBIM JAeicTBUEM (HaKTOpPOB
cpenbl, KOTOpble BBIXOAST 3a Tpeae-
JIBI BO3MOXHOI HOPMBI peakluu (I1C-
romeoctas); B — 0osne3Hb, o0OycioB-
JIeHHas] TEHETMYEeCKU YMEHBbIICHHOM
HOPMOW peakliuu, Npu KOTOPOM auc-
roMeocTa3 BO3HUKAET MPU YMEPEHHBIX
BO3ICUCTBUSIX (PAKTOPOB CpeIbl
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rHOKVe W BapbUPYIOIINE peaKIMK OpraHM3Ma Ha BHEIIHUE BO3ICHCTBUS
WA, IPYTUMU CIIOBaAaMM, 3aKpemnuya HopMy peakuuu. CemoBaTesbHO, C
MO3WIINY TCHETUKY TOME0CTa3 — IreHeTHYeCKH 00YCJIOBJIEeHHbIii KOMIOHEHT
¢enoruna.

BzaumomeiicTBue (pakTOpOB cpembl M TeHETUICCKH AeTCPMUHHUPOBAH-
HBIX HOPM peakKIuii B OOCCIICUCHWHU 3IOPOBBS WU Pa3BUTHUS OOJIE3HU
MIpeacTaBiICHO Ha puc. 2.5.

310pOBBE MTOAAEPKUBACTCS TIPH YCIOBUM COXPAaHEHMS TOMEOCTa3a BCex
KOMITOHEHTOB BHYTPEHHE# cpeabl OopraHn3Ma Ha OCHOBE HOPMBI PEaKIINH.
Hapymrerne roMmeocrtasa (mmcroMeocTtas) IIPOSIBIISIETCS B BuUIe 00Je3-
HU. [IpmynmHaMM AUCTOMEOCTa3a MOTYT OBITh JIMOO YCHJICHHBIC BO3ICii-
cTBUSA (DAaKTOPOB CPEIBI, TUOO OrpaHMICHHBIC BO3MOXHOCTU BPOXICHHOMU
HOPMBI PEaKIIMM OpraHM3Ma.

OCHOBY HaIeXHOCTM TEHOTHIIA COCTABJISIOT OYOJIMPOBAHHOCTH €T0
CTPYKTYPHBIX 3JIEMEHTOB, MAaTPUYHBIA IPUHIMWI OMOCHHTE3a, CII0CO0-
HOCTb K perapauuu, peryasiiuns TeHHOU aKTUBHOCTH.

B 3BOMIOIIMOHHOM pa3BUTUM XXWBOTO TOSIBJICHWE TUILIOMIHBIX OpTra-
HHU3MOB 00CCIICYNIO MEPECOPTHPOBKY H PEKOMOWHAIMI0 TeHETHYECKOro
MaTtepuaja npu oO0pa30BaHUM KaxXIO0W HOBOW ITOJOBON KJIETKU U IIpU
OILIOMOTBOPEHUH, YTO YBEJIMUMBACT Pa3MaX TeHETHICCKOM BaprabeaIbHO-
ctu. CyliecTBOBaHHE BCEX TEHETHICCKUX JIOKYCOB B JBOMTHOM KOJIMUECTBE
MOBBIIIAET HAMEKHOCTh TEHETUUCCKOM JeTepMUHAIIMKY TTPU3HAKOB.

CTaOuIbHOCTh TEHOTHIIA OOECIICYMBACTCSI HE TOJBKO IYyOIMpOBaH-
HOCTBIO TEHETUUYCCKUX 3JIEMEHTOB. [IOCTOSTHCTBO TeHOTHWIIA 3aJI0KECHO B
MatpuyHoM npuHnune Omocuure3a HK (perummkanms) m PHK (Tpanc-
KPUIIIHS). DTOT MPUHIIUIT 00eCIIeYNBACTCS ABYMS 3aMeUaTeIbHBIMUA OCO-
o6eHHocTsMu Mosekyabl JJHK: nBycnupaabHOCTBIO MOJEKYISIPHOR CTPYK-
TYPHI U CIIOCOOHOCTBIO KaXXKIOW M3 MOJMHYKJICOTUAHBIX HUTCH-CITMpaei
CIIY>XUTh MaTpHIEil I CHHTE3a HOBOW HYKJICOTHUIHON HUTHU, KOTOpAs
KOMILJIEMEHTapHa MCXOAHOW HUTU U MO3TOMY MOJHOCTbIO COOTBETCTBYET
eil. B npouecce pennukauuu camoii JIHK obGecneunBaeTcsi TOUHOE BOC-
MIPOM3BEICHNE TEHETHYECKON WMH(MOPMAIIUM B PSOY ITOCIEIOBATCIBHBIX
atanoB cuHTe3a JHK u nmocineayonux KiaeTouyHbIX aejieHuid. B mpouecce
TPAHCKPUITIINY MAaTPUIHBIN CHHTE3 TapaHTUPYET TOUHYIO, HCUCKAXKCHHYIO
TpaHcopmauuio 3akogupoBaHHoll B JIHK reHermueckoit mHpopmanuu
yepe3 HYKJICOTHAHBIC TociemnoBaTeabHocT PHK B mepBuuHy amMuHO-
KHUCJIOTHYIO ITOCJICIOBATEIBHOCTh MOJICKYJT CIIEITU(MICCKUX OCIKOB.

DBoJIIOLNUS CHaOOMIa KJICTKM Pa3HOCTOPOHHUMH MeXaHH3MAaMH yCTpa-
HeHusi (MM perapanvuy) NmoBpexaAeHuii reHetudeckux cTpykryp (JHK u
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XpoMocoM). B opranmsme He MOXKET OBITh HUUETO aOCOJIIOTHO CTAOMIIBHO-
ro, B TOM YHCJIC HE MOXET OBITh a0COIOTHO YCTOMUYMBBIM T'€HETUUCCKUI
anmapat kjaetok. IlepBuuHasi ctpyktypa JHK MoxeT udMeHSTbCS Mpu
pennukannu JHK, XoTa u ¢ Manoil 9acToToii. DTU COOBITUS M3BECTHBI
Kak «omubku perummkauum». JHK moBpexpgaeTcs ropasno OoJiblle OT
BO3IECHCTBUSI MYTareHOB OKpPYXKaloIIedl cpeabl MM MYTareHOB, BO3HU-
KaloIINX B OpraHU3Me.

K nHacrosmemy BpeMeHHM OTKPHITO HECKOJIBKO MEXaHU3MOB, C ITOMO-
IIbI0 KOTOPBIX YCTpaHSIOTCSI Te Wau uHble noBpexaeHus: JHK. B ux
OCHOBE JIeXaT (PepMEHTAaTUBHBIC ITPOIIECCHI, TTO3HAKOMUTHCS C KOTOPBIMU
MOXHO Ha KOMITaKT-IMCKe B pasneiie «CoBpeMeHHBII B3I Ha MyTall-
OHHBIU IIPOIIECC Y YEIOBEKa».

ToMeocTa3 BHYTpeHHEl Cpeapl OopraHM3Ma MOJXEeH O0ecIeunBaTh-
csl, IOMHMO TOJBKO UYTO M3JIOKEHHBIX (PyHIaMEHTAaJTbHBIX MEXaHU3MOB,
HaJIeXKHOCTbIO T€HETHYECKOr0 KOHTPOJS TeHHOW aKTMBHOCTH. MexaHU3Mbl
TaKOTO KOHTPOJIS Ha MOJCKYJISIPHOM M HaIMOJICKYJISIPHOM YPOBHSX ITOKa
He packpsIThl. OOHAKO KaXXeTCcs HECOMHEHHBIM, UTO TaKoOif KOHTPOJb
YIUBUATEIBHO TTOMEXOYCTONYNB.

XOT elie He TTOTHOCTBIO BEISICHEHO, KAKMMU TeHETHICCKIMU MEXaHM3-
MaMU 00ecIeunBaeTCs IMOCTOSTHCTBO BHYTPEHHEH cpeabl opraHu3ma (heHo-
TUNWYCCKAN YPOBEHB), MOXKXHO IIPEAIIONIOXMUTH, UTO 3TO MOJICKYISIPHO-
TCHETUUCCKME W OMOXMMHWYECKHE IIETIOYKN COOBITUI ITPOTSTHUBAIOTCS OT
reHa 10 Mpu3HaKa. B psme mpuMepoB MOXHO PacUJICHUTH (PU3MOJIOTHYC-
CKHE MEXaHM3MBI TOMEOCTATMYCCKON peaKIIMM Ha COCTABJISIOININE.

B o01eit popMe MOXHO TOBOPUTH O IBYX BH1aX reHeTHYECKOM 1eTepMu-
HauH roMeocTta3a. OnMH U3 HUX — KOHTPOJIb 3JIEMEHTAPHBIX TIPOSIBICHU I
romMeocrtasa (BBIIEJICHUE TOPMOHA, CUHTe3 (pepMeHTa W T.1I.), IPYTOoi —
CHCTEeMHBIC TIPOSIBIICHMSI. PazymMeeTcst, rpaHUIIBI MEXK Y 2JIEMCHTapHBIMU U
CHCTEMHBIMH IIPOSIBICHUSIMHU TOMEOCTa3a YCIOBHBL UeM OoJIblle IermovyeKk
pacmmdpoBEIBACTCSI TEHETUIECKON MEeTepMUHAIIMU SJIEMEHTAapHBIX ITPO-
SIBJICHUI ToMeocTa3a, 9eM IIYyOXKe MO3HAIOTCS 3BEHBS KaxXKIOW W3 HUX,
TeM TIOJTHEee W IIpeAMETHEe CTAHOBSTCS HAIM IIPEACTABICHUS O TeHETUKE
n (pU3MOIOTHY TOMeOocTa3a B IIeJIoM. B KauecTBe mpruMepa reHeTUUeCKOU
00YCJIOBJIEHHOCTH 3JIeMEHTAPHOI rOMeoCTATUYECKOH peakKmuu MOXHO TpU-
BECTU TECHETHMYCCKUI KOHTPOJb CBEPTHIBAaeMOCTH KpoBH. (CM. CTaThiO
O.B. CuporknHoit n np. «[eHeTnka TpoMOOMUIBHBIX COCTOSTHUII» Ha
KOMITaKT-IUCKE).

I'eHeTMUYeCcKUil aHAJM3 CUCTEMHBIX NMPOSBJIEHUI roMeocTa3a IMpeacTaB-
JIIeT TPYOHYIO 3amady. DTH MPOSIBIICHUS WHTETPAbHBI, X HEBO3MOXHO
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CBECTU K CyMMe€ 2JIEMEHTAapHBIX pPeaKIlnii, 32 KOTOPBIMU CTOSIT KOHKPET-
HBIC 1IETIOYKU: TEH —> €ro NMEPBUYHBIN MPOAYKT —> MEeTabOJMYeCcKue Tpe-
BpamieHust npoaykrta. Ha Oojee BBICOKOM CUCTEMHO-OPTaHHOM YpPOBHE
BCTYTAIOT B JICMCTBUE (DPU3MOJOTMUECKUE MEXAaHU3MBI PEryiasiuuu (pyHK-
uuit. OQHAKO W B 3TOM ciiyyae TJyOMHHYIO OCHOBY TaKWX DPETYJISIIAN
COCTaBISIOT YHAC/IEAOBAaHHBIE HOPMBI PEaKIInii.

KJTIIO4YEBBIE CJIOBA U MOHATUA

bone3nu ¢ HaclienCTBEHHOM MPEeApPaCHOI0KEHHOCTHIO
BpoxxaeHHbie 00J1€3HU

T'eHeTn4Ueckas Kiraccuukanus 6oie3Hei
I'eHeTnueckasi HECOBMECTUMOCTh MaTepu U IJIoga
T'eHeTnuyeckast 00yC/I0OBIEHHOCTh TOMEOCTa3a
T'eHeTnueckue 0OJIE3HNU COMATUYECKUX KJIETOK
T'eHeTnueckue MapKephl

I'eHeTnueckre OCHOBBI XpPOHUYECKUX OOJIe3HEH
Kinnnanueckast kinaccudukauus HaclaeACTBEHHBIX 00Ie3Hel
Menaenupytoiiye 60J€3HU U TPU3HAKU
MoHoreHHBIE 00JIE3HU

HacnenctBeHHOCTh U BBI3JOPOBIICHUE
HacnenctBeHHOCTb UM UCXOIbI OOJIe3HEH
HacnencrBenHble 001e3HU

Hopwma peakuun

I[IpyuuyMHBI KIMHUYECKOTro MoauMopdusMa 0oae3Hei
Ponb HacneaCcTBEHHOCTH B IATOTEHE3E

CeMmeliHBIe OOJIE3HU

CropagudecKnii cirydait

YHacnegoBaHHbBIe 00IE3HU

XpoMocOMHEBIE 00JIE3HU

DBOJIOLMS TeHOTHUTIA YeJIOBeKa

DNeMeHTHI CTaOMIJILHOCTY TeHOTHIIA

DTUOJIOTUS HACIEACTBEHHBIX 00JIe3He

PEKOMEHAYEMASY JINTEPATYPA

l'enetuka: yueoHuK / mom pen. akagx. PAMH B.M. MBanoBa. — M.:
AxanemkHwura, 2006. — 638 c.
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Texnocdepa, 2007. — 896 c.

Ilpumpoys C., Teaiimen P. Tenomuka. Pons B MenunuHe. — M.: BUHOM.
Jlaboparopus 3nanmii, 2008. — 277 c.
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224 c.
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