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Yactb 1

OBLUUE BOMNPOCHI
MEOULUUHCKOWN FrEHETUKU

Naea 1
Hac.ﬂeﬂCTBeHHOCTb n natToinorngd

1.1. MEAMUUNHCKASA TEHETUKA B CTPYKTYPE
MEAUKO-BUOJIOTMYECKUX HAYK O HYEJIOBEKE

OcHOBY COBpeMEHHOUW MeIUIIUHBI COCTABIAIOT (DyHIAMEHTAJb-
Hble HAYKU: aHATOMUSI, (DU3UOJIOTHS, OUOXUMUSI, OUOJIOTHST, MOP-
dbomorust, ummynomorust. Cpeau GMOTOrMYeCKUX AUCIUTIINH TeHe-
THKa 3aHUMaeT ocoboe nosoxkenne. OHa M3ydaeT yHUBEPCATbHbBIE
JIJIS1 BCEX JKUBBIX CYIIECTB 3aKOHbI HACJIE/JCTBEHHOCTH U U3MEHYU-
BOCTH, PACKPBIBasi CyIHOCTh TOTO, KAKMM 00pa3oM Jiobast KuBast
(hopma BOCIIPOU3BOAKT CeOST B CIEAYIONUX MOKOJEHUSIX.

Tepmun «renetnka» B 1906 . mpeyIoKUT AHTTIUHCKUHT YUIEHBIT
Y. Batcon.

lenetruka He TOJBKO H3yyaeT 3aKOHOMEPHOCTH HaCJe]-
CTBEHHOCTH M M3MEHYMBOCTHU Yy 4eJIOBEKa Ha BCEX YPOBHSX €ro
OpPTraHM3alMyd U CYHIeCTBOBAHUA (MOJIEKYJISIPHOM, KJIETOYHOM,
OPraHM3MEHHOM, IOIYJISIMOHHOM), HO U CTPEMUTCS HAWTU CIIO-
co6bl yripapienust umu. CoBpeMeHHast TeHETHKA, PYKOBO/CTBYSIChH
OOIMIMMY TIPUHIIUTIAMU OPTaHU3AIUK BCETO KMBOTO, TECHO B3au-
MOJZIEUCTBYET ¢ QyHIaMeHTaJbHBIMU HayKaMu: (GU3UKON, XUMUEIT,
MaTeMaTUKOM, OMOJIOTHel, DKOJIOoTHell u JpyruMu HayKamu. Bia-
rojapsi TeCHON CBA3U COBPEMEHHON TeHeTUKHN U (PyHAaMeHTaJb-
HBIX HAyK B cepe/inHe IPOIIJIOTO CTOJETHUs MOSIBUJINUCH CAMOCTO-
ATeJbHbIe ClelMaJu3upoOBaHHbIe pa3jieibl TeHeTUKU: IeHeTHuKa
yeJioBeKa, IMOIYJIAIlMOHHAsl IeHeTHKa, IIMTOTeHeTHuKa, WMMYHO-
reHeTHKa, OHKOreHeTHKa, (apmakoreHeruka. 1 OoTHOCUTETBHO
HeJIaBHO B OOMXOI Halllell JKM3HU CTAJU BXOJIUTH TaKHe MOHSATHUS
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W TEPMUHBI, KAK TEHOM, MOJIEKYJISIPHAS IIUTOTEHETUKA, KOJIOTH-
yecKasl TeHeTUKa, MOJIEKYJISIpHAsS MeJUIMHA, JTTUTEHEeTUKA, TEHO-
MUKa, OHKOTEHOMHUKa, OnonH(pOpMaTHKa, MIPOTEOMHUKA

Baropapst mocjiefHUM JOCTUKEHUSIM B 00J1aCTH MOJIEKYJISIP-
HOIl TEHETWKU COBPEMEHHas TeHeTHKa TOJy4uJa BO3MOXKHOCTH
paboTarh ¢ U30JUPOBAHHBIMU TeHaMU (YAaJ0Ch HE TOJBKO BbIJe-
JINTh TeH, HO ¥ CHHTE3NPOBATh €r0 B YMCTOM BH/I€), OBLITU HAIEHBI
JI0KA3aTeJIbCTBA BKJIOUYEHUS B T€HOM Yy KePOJHOU MH(DOpMaAInu
1 GyHKIIMOHUPOBAHUE ee B KJIeTKaX JKUBOTHBIX U YejioBeka. Heco-
MHEHHO, TEHeTHKA YeJI0BeKa, HapSAy ¢ MOJEKYJISPHONW TeHEeTUKOM
1 MOJIEKYJIIPHOU MEIUIMHON, OTHOCUTCS K CAMBIM TTPOTPECCUPYIO-
UM pa3/iesiaM TeHETUKU B 11€JIOM.

JlHeM pokeHns TeHeTUKY Kak HayKu mpuHATO cantaTh 1900 1.,
Korga Tpu 6oranuka — rosnanzen I. ge @pus, nemer K. Koppenc
n aBcrpueln K. Uepmak — He3aBUCUMO IPYT OT JIpyTa EPEOTKPBIIN
BaKHeHIINe 3aKOHOMEPHOCTU HACJIeIOBAHUS TPU3HAKOB B TOTOM-
CTBe, YCTAaHOBJIEHHbBIE 32 3 JIET 10 HUX YEIICKUM €CTeCTBOUCIIBITA-
teneMm [. Menpenem.

Wcrtopuio reHeTwku, B TOM YUCJEe U MEIUITMHCKYIO, YCJIOBHO
MO’KHO TIOZIEJTUTh HAa TPU OCHOBHBIX 3Tala:

e [ sram — amnoxa kjaaccuyeckoil reHetuku (¢ 1900 mo 1930 r.);

B ATOT MEPUOL;

— ObLJIa co3/1aHa TEOPHsI TeHa U XPOMOCOMHa st TEOPHU ST HACJIe/I-
CTBEHHOCTH;

— pa3paboTaHo y4YeHHE O B3aMMOJIeiiCTBIE TEHOB, O (DEHOTH-
e ¥ TeHOTHIIE.

e [I sTan — »smoxa HeokJaccunuama B reHetuke (¢ 1930

o 1953 r.); B 3TOT 1epuo:

— OblJIa OTKPBITA BO3MOKHOCTH MCKYCCTBEHHOIO MOJIYYEHMS
M3MEHEHUI B TeHaX U B XPOMOCOMaX (3KCIIePUMEHTaJIbHbII
MyTareHes);

— 06HapYIKEHO, YTO TeH — 9TO CJIOKHAsl CUCTEMa, [pobuMast
Ha 4acTu;

— 060CHOBAHBI TPUHITUATIBI TEHETUKHU TMOMYJISIIUI U BOJIO-
IIMOHHOW FeHEeTUKH;

— co3JaHa OMOXMMHUYECKas reHeTHKa M JJOKa3aHo, 4TO MOJIe-
kyJbl /IHK gaBistiorcss ocHOBOM 714 3aTIUCU TeHeTUYeCKOH
nHpopMaIH.
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e [II sram — »smoxa cuHTeTHYecKoir reHetuku (¢ 1953 r.

110 HACTOSIIIIEE BPEMS); B ATOT TIEPUOJL:

— packpsita ctpykrypa JJHK un nokazana ee renetudeckas
3HAYNMOCTD;

— YCTAHOBJIEHO TOYHOE YHUCJIO XPOMOCOM y U€EJIOBEKA;

— BO3HUKJIA HOBas AUCIUIIJINHA — KJINHUYeCcKasl [[UTOreHe-
TUKA,

— MOJTYYWJIN JlaJTbHEliTee Pa3BUTHE TEOPUM T'eHa W TeOPUHU
MYyTaIui;

— OBLIM [OJIyYeHbl HOBBIE JaHHBbIE B 06JacTU OMOXMMUYE-
CKOM ¥ 3BOJIIOIIMOHHOM reHeTUKU, UMMYHOT€HEeTUKH, OHKO-
FeHeTUKH, DKOJOTUYECKON TeHeTHKN, FeHeTUKHU 4YeJsIoBeKa
U IPYTUX paszesax oO1eil 1 4acTHON reHeTUKH,

— co3gana texHosoruss pexkombunaHTHbIX JIHK (reHnas
UHXEHEPU ).

B aror mepuox GmosiornyecKre CBOMCTBA YeJ0OBEKa CTAHOBSITCS
HEHTPAJIbHBIM OOBEKTOM TeHeTHYECKUX uccaegoBanuii. MIx obObe-
JIWHEHWE C MOJIEKYJISPHOI TEHETUKON U MOJIEKYISIPHON MEIUITIHOMN
00eCIeynIo CHHTETHYECKI I MOJX0/] K ITPOOIeMe HacIeICTBEHHOCTH.

MeguimHCKasl TeHETUKA SIBJISIETCS COCTaBHOM 4YacTbiO0 FeHEeTH-
ku desoBeka. OHa M3yvyaeT 3aKOHOMEPHOCTU HACJEICTBEHHOCTH
1 U3MEHYMBOCTH C TOUKHU 3PEHUS MMATOJOTUU YeJIOBEKA, a UMEHHO:
HPUYUHBI BOSHUKHOBEHU S HACIEACTBEHHbBIX O0JIe3HEN, XapaKTep X
HacJeJ0BAaHUS B CEMbSIX, PACIIPOCTPAHEHME B TIOMYIAIMIX, CIIEIH-
(pnueckume mpolecchl Ha KJIETOYHOM W MOJIEKYJISIPHOM YPOBHSX.
Oco0blii pasgen MeAUIMHCKON FeHETUKU COCTaBJIsIeT KINHINYEeCKas
reHeTHKa, UCCelyIoNiasi BOIPOCHl TaToreHe3a, KIMHUKHU, JUarHo-
CTUKH, TPOMDUIAKTUKH U JIEIeHU ST HACIeACTBEHHBIX OOJIe3HEN.

3azauaMu MeJUIINHCKON TeHETUKU SIBJISIIOTCST:

— M3y4YeHre POJI TEHETUYECKUX U BHEITHUX (PaKTOPOB B pas-
BUTUM HACJEJCTBEHHOW TATOJIOTUH, a TaKyKe XapaKTepa
HacJIeJJTOBAaHUS U IPOSIBJIEHNS MATOJOTUUECKUX TEHOB;

— pa3paboTKa IIPUHIUIIOB KjaaccU(pUKAIUU, JUaTHOCTUKU
U PO UIAKTUKY HACJIeCTBEHHbBIX 3200/ IeBaHUIL;

— M3y4yeHne XapaKTepa HACJIECTBEHHON MaTOJOTUHT Ha MOJIe-
KYJSIPHOM, KJIETOYHOM, OPTaHU3MEHHOM U MTOMYISITUOHHOM
YPOBHSX;

— BbIIBJIEHUE PACIIPOCTPAHEHUS HACAEACTBEHHBIX O0JIe3Hel
U BPOKJIEHHBIX TIOPOKOB PAa3BUTHUSI;
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— COBEePIIEHCTBOBAHWE METOIOB TEHHOW WHIKEHEPUH C 1[eJIbI0
reHoTepanvu W TOJYYEeHUS HOBBIX JIEKAPCTBEHHBIX
BEIECTB;

— NIUPOKOE W MOBCEMECTHOE BHE/[pEHUE MeJUKO-TeHeThYe-
CKOTO KOHCYJIbTUPOBAHUS;

— pa3BUTHE METO/IOB ITPEHATAJIbHON IUATHOCTUKY;

— BBISIBJIEHNE My TareHHbIX ()aKTOPOB BHENTHEN CPejibl U pas3-
paboTKa METOJI0B UX HEeHTpaJIu3allnu.

YesoBek Kak 0ObEKT TeHETHYECKUX UCCIE0BAaHUN YPe3BblUaii-
HO CJIOJKEH. ITO CBI3aHO B IEPBYIO 0Yepeb ¢ 0COOEHHOCTIMU €ro
reHeTUYeCcKOW OpraHus3aluu U JO0BOJIBHO CJOKHBIM XapaKTepOM
skcnipeccrun Maorux npusHakoB (Ilunkos B.I1., Kpuomenna I'H.,
2003). Kpome ToTO, y 4eoBeKa 1Mo cpaBHEHUIO C IPYTUMHU TIPe/CTa-
BUTENSAMHU KMBOTHOIO M PACTUTEIHLHOIO MHUPA JOCTATOYHO OOJIb-
IIOI FeHOM, KOTOPbII COCTOUT MPUMEPHO U3 23—25 ThIC. FTEHOB, UMe-
fomux 3,2 Mupa map HykjaeotuaoB (obmas aamHa mosekya JJHK
B Ka)KJI0M KJETKe YesioBeKa cocTaBiisieT okoso 2 M). Ilo mocaen-
HUM JaHHBIM, 13 00IIET0 KOJMYECTBA TEHOB YeJI0BEeKa B HACTOSIIEE
BpeMs TPUMEPHO 22 ThIC. UAEHTUGUIIMPOBAHO M KapTUPOBAHO
Ha WHIWBUIYAJTbHBIX XPOMOCOMAX.

TpynHocTH, KOTOpPble BO3HUKAIOT TIPU M3YYEHUU YeJOBeKa KakK
reHETUYECKOTO 0ObEKTa, COCTOSIT B TOM, YTO:

— B €ro KapuoTHIie JOBOJbHO MHOT'O XPOMOCOM | TPYTITI CIeT-
JIEHU ST;

— OH TI03/IHO CO3pPeBaeT, UMeeT MaJio TMOTOMCTBA U Y HETO
PEIKO TIPOMCXO/IUT CMeHA TTOKOJIEHUT;

— HaJI HUM HEBO3MOJKHO 9KCIIEPUMEHTUPOBATH;

— JIJIsT HETO M €Tr0 CeMbU HEBO3MOYKHO CO3/IaTh OJNHAKOBBIE
YCJIOBUS JKU3HU.

3HaueHue TEHETUKH JIJIsI MeIMITMHBI OrpoMHO. biaromaps BHe-
JIDEHNIO B TIPAKTUYECKOEe 3/IPAaBOOXPaHEeHNe HOBENIINX METOOB
MOJIEKYJISIPHOU TEHETUKU U MOJIEKYJISIPHOM ITUTOTEHETUKHU y1aeTCs
He TOJIbKO KapTUPOBATh TeHbI YeJIOBEKA, HO U UeHTU(HUITMPOBATH
B HUX HEKOTOpble KOHKPETHBIe MYTAI[MH, BHI3bIBAIOIINE PA3BUTHE
HacCJIeJCTBEHHBIX 3a00JIeBaHMIA.

[IpakTryeckasd MeAuIIMHA TTOCTOSHHO BHEAPSET B CBOIO €Ke-
IHEBHYIO paboTy mocTukeHuss oOuieil reHeTuku. IIpuK/iagHbIM
pa3ieIoM MeJUIMHCKON TeHeTUKHU SABJSETCS KJIANHUYecKas TeHe-
THKA, KOTOpas C YCIIEXOM OCBauMBaeT MeTOJbl MeJUIIMHCKOUN
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TeHETUKN — KJIMHUKO-T€HeaJOrn4eCKuil, OJIM3HEIOBbINH, OMOXU-
MUYECKU, MUTOTEHETUYECKUN, MOMYISIIUOHHBIN, MOJEKYJISP-
Ho-1iuTOreHeTHYeckuii, meton JIHK-muarHocTuku; sHaunTebHOE
MeCTO B MEAMIIMHCKOW TeHEeTHKEe B HACTOSIIEE BPEMs YIeJsieT-
Cs1 OHTOTEHETUYECKOMY METO/Y, KOTOPBIil TO3BOJISIET pACcCMaTpH-
BaTh Pa3BUTHE HOPMAJIbHBIX U HATOJOTMYECKUX TTPU3HAKOB B XOJI€
WH/IMBU/IyaTbHOTO Pa3BuTus opranusma. C moMoIbio TOJIbKO 61o-
XUMHUYECKOTO, IUTOTEHETHYECKOTO ¥ MOJIEKYJISIPHO-TEHETHYEeCKUX
METO/IOB B HACTOSIIIIEE BPEMST Y/1aJI0Ch YCTAHOBUTH ATHOJIOT IO MHO-
rux OoJsie3Heit 0OMeHa BeIecTB M HPaKTUYECKH BCIO TPYIIITY XPOMO-
COMHBIX aHOMaJIU .

1.2. HACJIEACTBEHHOCTb 1 340POBbE

MN3BecTHO, 4TO HaCHAeACTBEHHbIe 3a00JeBaHUsA ABAAIOTCA
pe3yJibTaTOM TECHOTO B3aMMOJIECTBUS HACJTECTBEHHBIX U Cpe-
noBbIX (hakTOpoB. Ecsiu 711 OHUX HACJEICTBEHHBIX OOJe3HEN
B Pa3BUTHU MATOJOTUYECKOTO Tpollecca Beayliasg PoJib IPHU-
Ha/IJIeKUT TeHeTUYeCKUM (haKToOpaM UJIHM TOJHKO TeHeTHYEeCKUM
dhaxTopam (MOHOTEHHBIE, XPOMOCOMHBIE OOJIE3HM), TO A Pa3BH-
TS APYTUX 3a060JeBaHNT HEOOXOAUMO TECHOE B3aUMO/IEHCTBUE
KaK TeHeTUUYeCKMX, TaK U BHeIIHecpeaoBbiX (hakTopos (auaber,
nojgarpa, uireMudeckass 00Je3Hb cepJla, ajaJeprosbl, OPOHXU-
aJbHas acTMa, A3BeHHas 00JIe3Hb U JP.).

K Hac/iefcTBEHHOI 1IaTOIOrMU YeI0BEKa OTHOCUTCS OOLIN PHBIIi
KPYyT 3a00JIeBaHUIT Pa3JINYHBIX HO30JOTHYECKUX KJIACCOB: Cepied-
HO-COCYyAUCTbie 3abojeBanusi, 0ojie3HH OOMeHa BEIIeCTB, DHIO-
KPUHHOW CHUCTEMBI, KOXKH, TJIa3, MOUYEITOJOBOI CHCTEeMbI, HEPBHBIE
U ncuxuyeckue 3abosieBaHud U T.J. PaHblie Bpayu CYUTAJHU, YTO
HacJIeJCTBeHHbIe 00JIe3HU BCTpedaloTcs peako. [leiicTBUTENbHO,
pa3/InYHbIC (bepMeHTOHaTI/II/I, HNXTHNO3, IOBEHUJIbHAsA W BPOXKIAECH-
Has TayKoMa ObIBAIOT TOJbKO B OTHEJIbHBIX CEMbSIX M COCTABJIS-
10T MaJyIlo Z0J0 OT o0Iell 3aboaeBaeMocTu HaceneHus. OmxHaKko
CYIIECTBYET PsJi MHUPOKO PACIPOCTPAHEHHBIX HACJEICTBEHHBIX
6osesneit. Yacrora, HarpuMep, caxapHoro auabera 6;ausurces K 3%,
u mu3odpeHru B MONYAAUAX pasdubix cTpal K 1%. [lo ganubim
Mesxaynapomauoii (emeparuu mo auabeTy, B MUPe HACUYUTHIBA-
I0TCS IeCATKY MUJIIMOHOB O0JMBbHBIX aumabeTom. K umcry Hacien-
CTBEHHBIX OTHOCSTCS TaKWe IMUPOKO paclpocTpaHeHHble Hapylile-
HUS 3peHus, Kak OJM30PYKOCTb, JaJbHO30PKOCTh, aCTUIMATH3M.



18 YacTtb 1. O0Lme BONPOChH MEANLIMHCKOW FrEHETUKN

K 6osesnsiM ¢ Hac/ieACTBEHHBIM IPEAPACIIONIOKEHUEM TPUHA-
JIesKaT aTepoCKJIepo3, TUMEPTOHNYECKast 00JIe3Hb, UIIEMUYeCKast
60J1e3Hb cepIla, MU30(PEHUs], XDOHUUECKUIT aJTKOTOJTU3M, 2 TAKKe
MHOTHE BPOKJEHHbIE TOPOKU PA3BUTHSI.

¥ venoseka, 1o garHbiM OMIM (s71€eKTPOHHAS BEpCHUS KaTaaora
HacJIe/ICTBEHHBIX TIPU3HAKOB YesioBeka B. Makkbiocuka), B HacTo-
siee BpeMst orrcano Oosiee 13 ThiCc. HACJAEICTBEHHBIX MPU3HAKOB
u npuMepHo 50% M3 HUX COCTABJSIOT HACJEACTBEHHbBIE 3a00JeBa-
HUs ¥ BPOKJIEHHBIE TIOPOKK PA3BUTHs, U3 KOTOPHIX GoJjiee 2 ThIC.
9TO TSI’KeJIble MHBAJIUIU3UPYIOlne paccTpoiicTBa. biaaronaps npu-
MEHEHU IO HOBBIX METO/IOB INATHOCTUKH €KETOTHO PETUCTPUPYETCS
HECKOJIbKO HOBBIX HACJIEICTBEHHBIX 3a00/I€BaHMil, KOTOPbIE BCTPe-
JaI0TCS B MPaKTUKe Bpada JioOoi creruaibroctu. B 70-x romax
XX B. 06beM TeHETHYECKOro Tpysa (XpOMOCOMHBIE, MOHOTE€HHBIE,
MyabTudakTopuaibuble HOJE3HN) HA BECh TEPUOJ KU3HU YeI0Be-
ka coctanJsia 10,5%. B 2000 r. atoT rpy3 yBesanauics 10 75% (naH-
uble Hayunoro komurera OOH 110 fieficTBIIO aTOMHON pajuaium).
Ucxonsga w3 2TOro, MOKHO TPEATOJNOXKUTD, 9TO B HadaJsie XXI B.
y KaX/I0TO 4eJioBeKa, 0’KMBAIOIIero B cpeHeM a0 70 jet, 10/KeH
MPOSIBUTHCS KaKONH-HUOY/Ib HACTIEICTBEHHBIN 1e(DEKT.

[To manHbIM MeAMKOB, B Halleil cTpane TOJIbKO 10% 310pOBBIX
moneit. Ilo cBOAHBIM [MaHHBIM MHOTMX OTEUYECTBEHHBIX W 3apy-
OeKHBIX WCCefoBaTesell, B TMeJUaTPUIECKUX KJINHUKAX OKOJIO
50% OONBHUYHBIX KOEK 3aHSITO OOJBHBIMU C HACJEICTBEHHBIMU
3a00/1eBaHUSIMU UK OOJIE3HSIMU € HACJIE/ICTBEHHBIM MTPEIPACTIONO-
sxkeranem (I'murep E.K., 2003).

O60061mmas qanHble Hay4dHOI auTepatypsl 3a 30 J1eT, K HeyTelu-
tesbHOMY 3akJtouenuio npuiien [O.II Antyxos. Ilo ero 3akiio-
yenuio, okoso 50% repBuuHOro reHo(oHa He BOCIIPOU3BOIUTCS
B CJEAYIONeM TTOKOJIEHUN (CIIOHTaHHble abopThl — 15%; MepTBO-
poskjieHHble — 3%; HeOHaTaJbHAsg CMEPTHOCTb — 2%; CMEPTHOCTD
0 HACTYIJIEHUsST PENpPOAYKTUBHOTO Tepuoga — 3%; 20% muil
He BCTynaioT B 6pak; 10% GpakoB OeCIIOHDI).

ITo 3akasy obuiecrBerHoii opranusanuu March of Dimes, 3anu-
Malolleiics TOMOIIBIO IETSM ¢ BPOKAEeHHOH maroJiorueit, B 193 crpa-
HaxX Mupa ObLJIO POBEIEHO UCCIEI0BAHUE IO PACTIPOCTPAHEHHOCTHU
BPOX/EHHBIX MOPOKOB PAa3BUTHUS. YUUTHIBAJNCH TTOPOKU HACJIE]I-
CTBEHHOUN WU TPEANOJOXUTETbHO HACJIEICTBEHHOW TTPUPOIDI.
B pesynbrate mpoBeseHHON paGoThl OBLJIO CHAETaHO 3aKJII0UYEHUE,
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YTO B MUPE KaxK/blil 16-11 HOBOPOKJIEHHBIIN NMeeT cepbe3Hble TeHe-
TUYeCKHUe OTKJIOHEHUS, KOTOPble BO3HUKAIOT 3a CYET TIJI0XOH 9KO-
JIOTUW, BO3/IEHCTBUS BPEIHBIX XUMHUYECKUX BEIIECTB KPOBHOPO/I-
CTBEHHBIX OPAKOB, a TaAKIKe MO3HUX POLOB. Bposkaentbie gedeKTol
00b1uHO nposiBasioTcs 10 20 et y kaxaoro 10-ro Mosonoro yeso-
Beka. EkerosmHo Bo BceM Mupe pOXIAaeTcss OKOJIO 8 MJIH JleTeil
C Cepbe3HbIMHM TEHETUYECKUMU WJIU BPOXK/IEHHBIMU MOPOKAMH,
GOJIBITUHCTBO W3 KOTOPBIX TOSIBJISIIOTCS B CTPaHAX CO CPEIHUMU
U HU3KMMU YPOBHSIMU J[0XOjia. B pasBuBaiomeMcs Mupe reHeTu-
yecKue M BPOKJIEHHbBIE aHOMAJINU ABJISIOTCS BTOPOU 110 3HAUMMO-
CTH MMPUYNHON CMEPTHOCTU B MJAJIEHUYECKOM U JIETCKOM BO3pacTe
U COCTABJSIOT TP poskaenuu ot 25 1o 60 cayuae na 1000 ueso-
Bek (mokian Cexkperapuata BO3, 2005 r.). Kak npasuso, Hacen-
CTBEHHAs MAaTOJIOTUS OXBAThIBAET BCE JKN3HEHHbIE 3TATTbI YeJTOBeKa:
OT POKJEHUS 10 TIIyOOKOH cTapoCTH.

OCcHOBOIT 9BOTIOIIMOHHOTO PA3BUTHS Ha 3eMJie BCeX JKMBBIX Opra-
HU3MOB ABJISIETCS HACTEACTBEHHOCTh U U3MEHUYMBOCTH — JIBa TIPO-
THUBOIOJIOKHBIX CBOWCTBA, KOTOPbBIE TECHO CBSI3aHBI MEK/Y COOOI.

[Tox Hac/eZICTBEHHOCTHIO TMOHMMAETCSI CIMIOCOOHOCTD JKMBBIX
OpPraHU3MOB O0ecledynBaTh MaTepHaabHYI W (HYHKIMOHAIBHYIO
MPEEMCTBEHHOCTbD, a TaKKe OINPENeJeHHYI0 CXeMy WHIUBUIYaJb-
HOTO pa3BUTHUs (OHTOTEHE3) B e UUECKUX YCAOBUIX CPEJIBL.

[Tox M3MEHYMBOCTHIO MOHUMAETCSI CIIOCOOHOCTH BCEX KUBBIX
OpPraHu3MOB IPUOOPETATH B IPOIIECCE MHAMBUAYAJBHOTO PA3BUTHS
HOBBIe MOpdosornyecke u GyHKIMOHATIbHbIE TPU3HAKY, OTINYa-
IOIIME X OT CBOMX POJIUTETEH.

[Tpoteccsl, KOTOPBIE ONIPENESI0T U3BMEHUMBOCTD, BEChbMa HEO/I-
HOpoiHbL. OHU M3 HUX OKa3bIBAIOT MOANMUIINPYIOIIee BIUSIHIE
U MOTYT IPOSBJISTBCS TOJTbKO B BUJI€ HEHACJEACTBEHHBIX PAa3HO-
006pa3HbIX MPU3HAKOB. /[pyrue ke MOTYT IPUBOAUTH K CEPhE3HBIM
U3MEHEHUSIM FeHOTHIIA U, CJIeZIOBATEIbHO, TIepe/1aBaTbhCs M0 HACTIe/I-
ctBy. Mcxonst u3 aToro BbIAEASIOT (heHOTUTINYECKYI0 (HeHacJe-
CTBEHHYIO) U TEHOTUTINYECKYTO (HAcaeJICTBEHHYI0) N3MEHUYNBOCTD.

B cBot0 ouepenb, TeHOTUTITNYECKAS U3MEHUUBOCTD TIOIPa3/ieis-
ercss Ha KOMOMHATUBHYIO (PEeKOMOMHAIMOHHYIO) M3MEHYMBOCTH
U MYyTaIllMOHHYI0 M3MEHUYUBOCTh. KOMOMHATHBHAST M3MEHYMBOCTD
BO3HUMKAET B Pe3yJIbTaTe TPEX MEXaHNU3MOB!

1) mepeKoOMOUHAIIY POIUTETHCKUX TeHOB (MEXaHU3M KPOCCHH-
roBepa), IpU 3TOM CaMU TE€HBI B Pe3yJbTaTe TaKOTO TepeMelnnBa-
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HUS He U3MEHSI0TCS, HO BOBHUKAIOT X HOBbIE COYETAHUSI, KOTOPBIE
MPUBOST K TIOSIBJIEHUIO HOBBIX OPTAaHU3MOB C JIPYTUM T€HOTUTIOM
1 HeHOTUTIOM;

2) cay4aliHbIX BCTPEY TaMeT TPH OTJIOZI0OTBOPEHNH;

3) HE3aBUCUMOTO PACXOKICHUS TOMOJOTUYHBIX XPOMOCOM; IIpU
HapyIIeHUH TAKOTO PACXOKICHUS B JI0UepHUE KJIETKH B XO/I€ MUTO-
3a MOTYT IOMACTb OJIHA, /IBE U O0Jiee MATEPUHCKUX UJIU OTIIOBCKUX
XPOMOCOM, KOTOPbIE TIPUBEYT K XPOMOCOMHBIM HAPYIIEHUSM UJIH
SBJIEHUIO OJTHOPOAUTENbCKOH qucomumt. OTHOPOAUTENbCKAS TUCO-
MUsl — BJIEHHE, TP KOTOPOM O/[HA ITapa XPOMOCOM IIpe/ICTaBJIeHA
XPOMOCOMaMHU OT OJTHOTO U3 POJUTETeH.

1.3. MYTALIUUN KAK 3TUOJIOTMYECKNN DAKTOP
HACJIEQCTBEHHbIX BOJIE3BHEN

JIpyTM BUIOM TeHOTUTINYECKON M3BMEHUMBOCTH SIBJISIETCS MYy Ta-
IMUOHHAsl M3MEHYMBOCTH (MYTallMM), KOTOpas SBJSETCS OCHOB-
HBIM UCTOYHUKOM BO3HUKHOBEHU S OOJIBITNHCTBA HACIEICTBEHHBIX
6oJIe3HEl, TeHETUYECKUX MPEIPACIONOKEHHOCTEN U BPOKIEHHBIX
MOPOKOB Pa3BUTHA y yesioBeKa. VI3 BceX yCTaHOBJIEHHBIX MY Tallnii
y desioBeka 87% TPUXOAWTCS HA HACJEACTBEHHbIE 3a00J€BaAHMUSI.
Bonee 13% wmyranuii 3arparuBaior Mopdosoruyeckue, hus3mo-
Joruyeckue, OMOXMMUYECKUE, MMMYHOJOTHYECKHEe MPU3HAKH,
u3 KOTopbIxX 21% HapymaioT pazButue ckesueta, 19% umelor nps-
MOe OTHOIIeHHEe K aHOMAJIMAM OPraHOB JIbIXaHUS, TUIIEeBAPUTEIIb-
HOTO TPaKTa, JKeJie3 BHyTPeHHel ceKpeltnu, 15% BhI3bIBAIOT fedek-
ThI KOXKHBIX TTOKPOBOB, 10% BBI3BIBAIOT GOJIE3HN HEPBHON CHCTEMBI,
OpPraHoOB 3pEHUA U CIyXa.

MyTtanun — KoJauvecTBeHHble M KadyeCTBEHHble M3MEHEHUS
B HacaencTBeHHBIX cTpykTypax ([IHK, ren, xpomocoma, resom),
KOTOpBIE MOTYT Iepe/1aBaThCs U3 MOKOJIEHN B OKoJIeHne. TepMuH
«MyTaIust» ObLT TPETIOKEH rojmanackumM 6otanukom I. ge Opu-
3oM B Havase XX B. B 0o0iieM Buje cOriiacHO €ro MoJIOKEHHUSIM
MYTaIli BO3HUKAIOT BHE3ATTHO, HACJIEYIOTCS, TIOCTOSTHHBI B CBOEM
[POSIBJICHUH, I0CTATOYHO PEJIKH; MOT'YT OBITh BPEJIHBIMHU, ITOJI€3HbI-
MU, HeWTpaJbHbBIMU. BO3HUKAIOT MyTalluy B pe3yJbTare AeicTBUS
6UOJIOTUYECKUX, XUMIYECKHUX U husndeckux pakropos. K 6uoso-
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rudeckuM (hakTopaM OTHOCSITCS BUPYCHI U OaKTepuu, MOOUIbHbIE
reHeTUYeCcKue 3JIEeMEHTDI, a TaKKe HeKoTopblie hepMeHThl. K Xxumu-
yecKuM (paKTopaMm — aHaJOTU a30TUCTBIX OCHOBAHUI HYKJIEWMHO-
BBIX KMCJIOT, MHOTHE AJKUJUPYIONINe COeIMHEHUs, MeCTUIIN/IbI,
HEKOTOPBIE JIEKapCTBEHHbBIE TIpenaparbl u ouonoaumepsl. K dhusu-
yeckUM (haKToOpaM — MOHU3UPYOIlee U3JIydeHne, paluoaKTUBHbIE
97IEMEHTHI, yAbTpahr0IeTOBOE N3TYyUeHNE, BRICOKNE 1 HU3KUE TeM-
nepaTypbl, BBICOKOYACTOTHBIE TOKU.

CymecTByeT MHOrO pasjM4yHbIX KJaaccupUKalUil MyTalui.
Pasznuuator myTtanuu 1o reHotuny, (GeHOTHUITY, THUIIAM KJETOK,
HpUYMHAM BO3HUKHOBEHUs, jKU3HecrmocoOHocTu. B aTom ciary-
yae roBopsaT 0 pabodeil XapaKTepUCTUKE KOHKPETHBIX MYTallHii.
Ecnm xe paccmaTpuBaTh Kaaccudukanuu Mo XapakTepy H3Me-
HEHUI TeHOMa, TO CJe/lyeT BbIJIEJUTh CJeJYIOIIne IPYTIbl MyTa-
U1 TeHHble, XPOMOCOMHBIE (M3MEHEHUE CTPYKTYPbI XPOMOCOM),
reHOMHbBIe (M3MeHeHre YHUCaa XPOMOCOM) U IUTOIIa3MaTUYecKue
(u3MeHeHUS HesIIePHBIX FeHOB). B KaX/10M U3 3TUX pas/iesioB UMe-
I0TCSI CBOM PAa3HOBUIHOCTU U OCOOEHHOCTH.

OcHOBHas YacThb MYy TaIN i, BO3HUKAIONINX Y YeJI0BeKa, OTHOCUT-
Cs1 K TEHHBIM MY TAI[UsIM, KOTOPbIE SBJISIOTCS TPUIHUHON OOIBITITH-
CTBa HACJIEICTBEHHBIX 3a00JeBAaHUN U BO3HUKAIOT HAa BCEX CTA/H-
SIX OHTOTeHe3a. [eHHble MYTAIlUU B TOAABJSIONIEM OOJIBITTHCTBE
3aTparuBaloT, Kak NPaBUJIO, OJUH UJIU HECKOJHKO HYKJICOTUIOB
(HYKJIEOTHU I BKJIIOYaeT B ce0s1 a30TUCTOE OCHOBAHUE, YIJIEBOJI MTEH-
TO3y 1 ocTaTokK hochopHO KucaoThr). Ha MosiekyisipHOM ypOBHE
MeXaHM3MbI TEHHBIX MYTAIlMil MOTYT OBITH NMPEJICTABJIEHBI B BH/IE
3aMeH, BCTABOK, BBINIQJIEHU U IlepeMellleHUs] HyKJIeOTH/I0B B Iipe-
Jesax OT/AEJbHBIX T'eHOB, BEAYNIUX K KaueCTBEHHOMY M KoJinye-
CTBEHHOMY M3MEHEHUIO COOTBETCTBYIONNUX OEJKOBBIX MPOIYKTOB.
Ecnu rernbie MyTanum 3aTparuBaT TeHbl, KOJAUPYOIINe pa3iny-
Hble (hepMEHTBI, TO OHU Yallle BCETO MPOSIBIASIIOTCS B TeUeHUE TIep-
Boro roza kusnu (bapanos B.C., 2005). MyTaiuu ke, BO3HUKAIO-
nue B meproj aMOprorenesa, HanboJsiee haTaabHbl 1751 Oy IyIETO
moToMCTBa. [7TaBHOE, 0 YeM cJie/lyeT 3HATh: TeHHbIe MyTalluu MPH-
BOAT K U3MEHEHUIO TeHOTUTA 1 (DeHOTHUIIa U MOTYT TlepelaBaThCs
n3 MOKoJIeHusl B mokoJsienue. HexoTopbie ke m3MeHeHUS HYKJeEO-
TUJHOH T0CJIe0BaTeJIbHOCTH He BCerja IPUBOJIT K U3MEHEHUIO
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CTPYKTYPBI U PYHKIIMU COOTBETCTBYIOINIETO OGeska. ITO TaK Ha3bl-
BaeMble MoJyalue, HeHTpaJibHble MYTAllUM — BapUaHTBI TeHe-
THYECKOT0 MOoJTUMOp(U3Ma, KOTOPble He 3aTParuBalOT CTPYKTYPY
caMoOro TeHa W He MPHUBOJAT K KaKUM-IN00 U3MeHeHUsIM (heHOTH-
na. B xauecTBe mpuMepa MOKHO TPUBECTH T€H, KOHTPOJIUPY 0TI A
rpyniy kposu cucteMbl ABO. /lanHas cuctemMa uMeeT Tpu ajjiend:
O, A u B, couetanunsg KOTOPBIX ONPEAENIIOT 4 TPYIITbI KPOBU. ITO
KJIACCUYECKUH TTPpUMEP HOPMAJIbHOM M3MEHUMBOCTH y 4YeJiOBeKa.
lenetnyeckne momuMopdU3MBI Y 4eJOBEKa BCTPEYAOTCA TOPA3I0
gaie, yeM MyTanuu. Jacrora MyTranuil gasxke Haubojiee pacipo-
CTpaHEeHHBIX 3a00JeBaHUI — MYKOBMCI[M103a, (PEHUIKETOHYPHUH,
remodusu, muonaruu /liomenHa, HeiipodubpomMaTosa — cocTas-
nsteT MeHee 1%, B To BpeMs Kak 4yacToTa HanboJiee PeaKoro ajiess
npu nosuMopduaMe coctapiset He MeHee 1%. OTandue MyTammii
U TeHeTUYeCKUX MOJNMOP(U3MOB HOCUT CKOPee KOJMIECTBEHHBIH,
yeM KadyeCcTBEHHBIHN xapakTep. [enetnyeckne noanmMopdu3mpl, Kak
MPaBuUJIO, He BEJYT K HAPYIIEHUTO TEHHOW aKTUBHOCTH, & MyTalluN
B OOJIBITUHCTBE CBOEM SIBJISIIOTCSI MCTOYHUKAMU PasHOOOPasHOM
HACJIe[ICTBEHHOI maTooruu. B To ke BpeMst He ciienyeT 3a0bIBaTh,
YTO TeHeTUYeCKue MOanMOP(U3MBI He BCer[a HelTpaJbHbl U 6e3-
BpeaHbl. OHM MOTYT IPUBOJINTH K ©3MEHEHUIO TEHETUYECKOTO KO/la
W TeM CaMbIM BBI3BIBATH 3aMeHY OJIHOW aMWUHOKHWCJOTHI Ha JPy-
ryio. A 9To B CBOIO oUepe/ib IPUBEET K HEMPABUIbHOMY W HEIOJ-
HOTIEHHOMY (DYHKIIMOHUPOBAHWIO Psijla HACJEICTBEHHBIX CTPYK-
TYP, BbI3BIBASI TEM CAMBIM OTIPEeJIEHHYIO TIPEAPACITOI0KEHHOCTD
K PA3JIMIHBIM MYyJIbTU(GAKTOPUATHHBIM 3200T€BAHUSIM.

1.4. KIACCUDPUKALINA
HACJIEACTBEHHbIX BOJIESHEN

YuureiBag cJ0XHYIO IPUPOJY HACJeJCTBEHHON IaTOJIOTUH,
JI0 CUX TIOp HE yAaJoCh BHIPaOOTATh €MHYI0 YHUGDUIHPOBAHHY IO
KJIacCu(UKAINIO HACTEACTBEHHBIX 3a00JI€BaHWIT M BPOKICHHBIX
MIOPOKOB Pa3BUTH S, IIOTOMY KaK MHOTO€ 3aBUCHUT OT TOT'O, UTO CJle-
JIyeT TOJIOXKUTH B OCHOBY KJiaccudurainuu. Ilepsbie knaccuduka-
UM HACJIeICTBEHHON MMaTOJOTMU ONUPAJUCh B OCHOBHOM Ha KJIH-
HUYeCcKre 0COOEHHOCTH HACIEACTBEHHBIX O0JIE3HEN.

B ocHoBe KaMHMYeCKOIl Kiaaccudukaiuu OGoJe3Hel JexarT
OPTaHHbII ¥ CHCTEMHBIN MPUHIUIIBL. Bbigesssior 60e3HU HEPBHO-
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MblIIIeYHbIe, ICUXUYeCcKue, OTIOPHO-/IBUTraTeIbHOTO allliapara, opra-
HOB JIBIXaTeJbHON CHUCTEMBI, 3yOOUYETIOCTHON CHUCTEMBI, KPOBU
u 1.0 OmHako ciexyer ckasaTb 00 YCJIOBHOCTH TaKOTO [eJjie-
HUsI, TIOCKOJIbKY TIPU GOJIBITUHCTBE HACJIEICTBEHHBIX 3200/I€BaHU I
MMeeTCcs coueTaHue TMOpakeHWs HECKOJbKHUX OPTaHOB U CHUCTEM.
Ecnu ke MCosb30BaTh OOIHOCTH MAaTOTEHETUYECKUX MeXaHU3-
MOB, TO pa3Hbie 3200JIeBaHUSI MOTYT MOMACTDH B OJHY U TY K€ KJIH-
HuYecKyto rpymmy. K Tomy jke He0OOXOMMMO Y€TKO pas3inyaTh MOHsI-
TS BPOK/IEHHOU 1 HACJIe/ICTBEHHON MTATOJIOTUY U TaK Ha3bIBaeMble
cemeiinble 6oe3nu. K BpoKAeHHOI IIaTOI0r MU OTHOCSTCS He TOJIb-
KO HacJeJCTBeHHble O0Je3HH, HO U JI00ble O0Je3HN U aHOMAaJIuH,
MPOSBISONMMUECS MPU poxkAeHNU. K BPOXKICHHBIM aHOMAJUIM
OTHOCSITCS, HAaIpuMep, TMOPOKU JHUIEBOTO dYepemna (pacileuHBbI
ryObl 1 HEOA), ckesteta PyK (MOJUIAKTUIUS, CHHAAKTUINA), HEKO-
TOpble MOPOKHK cepilla U BHYTPeHHUX opraHoB. [IpuuwmnHoil atux
AHOMAJINI MOTYT OBITh MATOJOIMYECKIe MyTaHTHBIE TEHBI, U TOT/IA
MX HacJIeJJ0BaHNe POCJIEKUBAETCS HA POTIOCTOBHBIX.

Cewmeiinbie 601€3HU MOTYT OBITH HACJIEJICTBEHHBIMU U HEHACJIE/T-
cTBeHHBIMU. TepMuH «cemeiiHast 60JIe3Hb» MOKET OBITH 10 TIPaBy
OTHECEH K TIaTOJIOTUHU, HaOJIONA0IIENCcs Y YJIEHOB OJHON CEMBbH,
BBI3BIBAEMOIl HEOJATONPUSITHBIMKU BHENTHECPEIOBBIME (haKTOpa-
mu (1ryMm, BuOpaIiusi, 3anblJIEHHOCTb, HEIOCTATOUYHOE IMOJHOIEH-
HOe IUTaHue, yCJA0BUS IPOKUBAHUA U T./1.). B 9TOM ciydae ckopee
BCEro peyb He UJeT O HacJeJCTBEeHHON naTosjoruu. B To ke Bpems
BCTPEYAIOTCS CEMbH, I/le HACJIeJCTBEHHbIE ITPePACIIONOKEeHHOCTH
gaie HaOJII0MAI0TCS Y HECKOJIbKIX YJIEHOB OJHOW U TO¥l K€ CeMbH
U UX OJU3KUX W OTHAAJEHHBIX POACTBEHHUKOB (CEPAEYHO-COCY-
JMCTast MaToJIOThs, ICuXudeckue 00JIe3HM, HeBbIHATINBaHUE Oepe-
MEHHOCTH, ajllepPrudecKue U KOKHble 3a00JieBaHUsI, HEPBHO-MbI-
neaHas maToJOTns).

B nacrosgiiee BpeMs co3narh yA0BIETBOPSIONYIO BCeX clelna-
JIUCTOB, MEIIMKOB U TEHETHKOB, YHU(PUIIMPOBAHHYIO KJaccudu-
Kal[Mi0 HACJEACTBEHHBIX 3a00JeBaHUIl, O KOTOPOW MeuTaj B CBOE
BpeMs BBIAIONINIICA OTEYeCTBEHHBIN Te€HEeTHUK W HEBPOMATOJIOT
C.H. /laBu1eHKOB, 110 TPUHITUTIY «He crucTeMa (DeEHOTHUIIOB, a CUCTe-
Ma TeHOB», He TaK Jierko. /171t Toro uto6el co3aaTh Gojiee i MeHee
00BEKTUBHY IO KJIaCCU(DUKAIIMIO HACAEACTBEHHON MaTOJOTHH, CJie-
AyeT ydecTh Hambojee XxapaKTepHble 0COOEHHOCTU HacJeACTBEH-
HBIX 3a00sieBanmil. B miepByto ouepenb HEOOXOAMMO UMETh B BUIY
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pobJIeMy TeHEeTUYECKOI reTepOreHHOCTH HAaCIeCTBEHHbIX 60Jes-
Hell, Ha KOTOPYIo BiiepBbie yKa3as B 30-e ro/ibl IIpoOIIJIOro CTOJIETHS
C.H. [laBunenkoB. Peasibuble pe3yJibTaThl IIPU UCCJIETOBAHUY reHe-
THUYECKOI TeTePOreHHOCTH IOSIBUJINCH C BBEJEHUEM B Hay4YHYIO
HPaKTUKY METOJ0B MOJIEKY/ISIPHO-OUOJIOIMYECKOrO M MOJIEKYJISp-
HO-TEHETUYECKOTO aHaJm3a. V3 TeHeTUKY YejloBeKa N3BECTHO, UTO
OJTHO U TO ke 3a00JIeBaHNEe MOKET BbI3bIBATbCS MYTAaI[USIMK B Pas-
HBIX reHaX (JIOKYyCHasl reTepOreHHOCTb); B TO K€ BPEMsI pasHble
MyTallii B OJTHOM U TOM ’K€ TeHe MHOI/Ia MOTYT IIPUBOJIUTDH K pas-
JUYHBIM TeHeTHYeCKUM 3aboJsieBaHUsAM (ajljieibHast TeTepOreH-
HOCTB). B kauecrBe mpumepa MoskHO mipuBecT OoJiesb Kennean
(neiipogereneparuBHoe 3a00JIeBaHUE) U CHHAPOM TE€CTUKYJISPHOI
(bemmHM3a1IMN, BBI3BIBAEMBIX MYyTallell OJJHOTO W TOTO Ke TeHa,
pacIoJiokeHHOTO Ha X-xpoMmocoMe. Vmu npyroit mpuMep, OTHOCS-
muiicss Toxe Kk X-xpomocome. CaMblil GOJIBINOI TeH y YeoBeKa —
aucTpoWH PacToJiOKeH Ha TOW JKe caMOW XPOMOCOMe, MYTallns
KOTOPOTO MPHUBOAUT JUOO K 3JI0KAYECTBEHHOU (hopMe Muomaruu
Jlomenna, 1u6o k go6pokadectBentoi popme bekkepa.

O060061mast OMBIT MPEABIAYIINX KCCIE0BATENEeH U CYMMUPYS
MHOTOUYHCJIEHHBIE JINTEPATYPHBbIE JaHHBIE TI0 CO3/aHUI0 KJACCH-
(dbuKauu HacJIeACTBEHHBIX 00JIe3HEI B HACTOSIIIEE BPEMSs, MOKHO
661710 OBl MCIIOJIB30BATh MPUMEPHYI0 PabOUYyI0 KJIACCUDUKAIINIO
HACJIeICTBEHHBIX 3a0bosieBaHuil, mpeaiokennyo B.U. lIBaHoBbIM
(UBanos B.W., 2006) ¢ He3HAUMTETbHBIMH JIOTIOJTHEHUSIMU, BbIjlE-
JIUB B HEll CJIeIyION1e TPYTIIbI:

1. MonorenHnbie (MeHpenupytouue) O0Je3HM, BbI3bIBAEMbIE
MyTallleil OJ{HOTO TeHa, JI0Jisi KOTOPbIX OT BCEX HaCJIe/ICTBEHHBIX
6oJsie3neit cocrapisiet 2—4%.

2. XpoMocoMHbIe 60J1e3HY (CHHIPOMbI) , BO3HUKAIOIIKE B PE3YJIb-
TaTe HAPYIIEHMS YUCJIA UM CTPYKTYPbl XPOMOCOM, 00IIHI 06beM
KOTOPBIX OT BCEX HACJIEACTBEHHbIX GoJIe3Hell He mpesbiiaeT 1%.

3. Muorodakropubie (MOJUTEHHBIE) 0O0JE3HU, KOTOPBIE BO3-
HUKAIOT B Pe3yJbTare B3aWMOJEHCTBUS TeHETUYECKUX U BHEI-
HecpeoBbiX (akTopoB. OO6muMii BKJaaJ 2TOH rpymibl 3abojeBa-
HU B HACJIECTBEHHYIO MATOJOTHIO CaMbIii GOJIBIION U PaBHSAETCS
92-94%.

4. Bose3Hu ¢ HETPAAUITMOHHBIM TUIIOM HacJeloBaHus (MUTO-
XOH/IpUaJibHble 6OJIe3HM, GOIE3HU TEHOMHOTO UMITPUHTHHTA, 00JIe3-
HU 9KCITAHCUU TPUHYKJEOTUTHBIX MMOBTOPOB). MUTOXOHIpHATbHBIE
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60JIe3HN BO3HUKAIOT B pe3yJbTaTe MYTallUd MHUTOXOHPUAJb-
voit JIHK (mt/IHK), nacnenytorcs nmo matepunckoin juaun. [lpn
60JIE3HSIX UMIPUHTUHTA 3KCIPECCUPYETCS TOJHKO OTIOBCKUIA
WJIM TOJIBKO MaTepPUHCKUU aJijiesb, a APyroil okasbiBaeTcs QyHK-
IIMOHAJHbHO HEAKTWBHBIM. DoOJIe3HW sKCHMaHCUU TPUHYKJIEOTH]I-
HBIX ITOBTOPOB — TATOJIOTUYECKOE YBeJMYeHNEe KOJTNIeCTBA KON
KOPOTKHMX HYKJIEOTHIHBIX MOCJIE0BATEIbHOCTEN B HECTAOMITBHBIX
ydacTKax TeHOMa, NPUBOJdllee K HapylleHuio (QyHKIUN Koau-
pyemoro Geska. O61Hit 06beM TOI TPYIITIBI OT BCEX HACTEICTBEH-
HbII 3a00J1eBaHil He ipeBbimaet 1%.

HanmonamnbHoe pykoBoacTBo <«HacmexcrBenHbie Oo0Je3HMI»
(2013) (c. 381) nmpepsaraer kKjaaccuuKanmio HaCIeICTBEHHBIX
6oJie3Heill, B OCHOBE KOTOPO#l JIEKUT ITUOJOTUYECKUN TIPUHITUATT —
THUII MYTAIU{ KJIETOK U XapaKTep B3aUMOJIEHCTBUS CO CPEION.

I. Boseatu, 06yCIOBIEHHBIE MY TAI[USIMU MTOJOBBIX KJIETOK:

1. Xpomocomupie (Hampumep, cunapombl [layna, [llepermes-
ckoro—TepHepa, «KOIIaubero KpukKas);

2. Tennble (Hanpumep, remModunus, HeiipopudbpomaTos Pek-
JIMHTXay3eHa, TaJTaKTO3eMU);

3. MuorodakTopuble nwin 60Je3HU ¢ HACTEICTBEHHON Tpej-
PacIosioKeHHOCTHIO, KaK ITPaBuUJIO, TOJUTEHHbIE (HallpuMep,
si3BeHHast 00JIe3Hb JKeJIy[Ka, OpOHXMaIbHAS aCTMa, HIEeMU-
dyeckast 60JIe3Hb CEPIa);

4. dnureHeTnvyeckue (Hanpumep, CUHIAPOMbI AHresJbMaHa,
CusbBepa—Paccena, bexsura—Buneman).

I1. Boste3nu, 00ycIOBIEHHBIE MY TAIIUSIMU COMATUIECUX KJIETOK:

1. XpoMocomHble (HarpuMep, MO3andHbie (DOPMbI XPOMOCOM-
HBIX 00JI€3HEN, JTEHKO3bI);

2. Tennbie (Hanipumep, Oy X0Jiu Ha (POHE My TaIM i1 OHKOTEHOB);

3. MuorodakTopubie (HampuMep, BTOPUYHBIE MMMYHOJE-
bunuTHBIE COCTOAHMS, BPOKIEHHBIE NMOPOKW Pa3BUTH,
OTIYXOJIN);

4. duureHeTnyeckue (HarrpuMmep, OlyXoJu IMUIEBO/a, MOJIOY-
HOM JKeJe3bl).

I11. Bosesnu, 06ycIOBIEHHBIE MYTAI[USIMU TOJOBBIX U COMATHU-

YECKNX KJIETOK:

1. XpomocoMmHbie (Harpumep, JeHKo3bl y OOJBHBIX ¢ CUHIPO-
MoM /layHa);

2. Tennble (HapuMep, peTHHOOIACTOMA, OMTYX0Jib BusibmMca);

3. MuorodaxTopHble (HaipuMep, ay TOMMMY HHbIe 3a00JIeBaHIsT);
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