fleHeTUKa. MeAUMLLMHCKQASA reHeTUuKka

JIEKIIUA 1

BBeaeHue B MEeIUIIMHCKY O
I'€HETHUKY.

Kapuorun 4yejioBeka.

MeToabl MOJICKYJISAPHOH
AUATHOCTUKHU



OUCYUNTUHBL SBISAIOMCS OCHOBbL MEOUYUHCKOU
HHBIX 300071e8AHU.

— ocseujerue OCHO8
KOl 2eHemuKl, NPUHYUNOE U MEmOo008
UYeckux 3a0on1e6anull, 1e4eHus U
IPDOCMPAHEHHBIX HACIE0CMEEHHBIX



IbHAsL paboma (mecsuy).



eT 1 3agavyn MeaULUHCKOW reHEeTUKN

JfIoBeKa: HacneacTBEHHOCTb U UBMEHYMBOCTL Y YeroBeka Ha BCEX YPOBHSIX €ro OpraHn3aumnm u
1S (MONEKYNAPHbLIN, KNETOYHbIN, OPraHU3MEHHbIN, NOMYNALMOHHbLIN)

asl reHeTuKa: ponb HacneacTBEHHOCTU B MaTONOrMK YernoBeka, 3aKOHOMEPHOCTU nepeaayn us
MOKOMNEHne HacneacTBeHHbIX bonesHen, MeToabl ANAarHOCTUKK, NEYEHN U NPOUNaKTUKN
Ol maTonoruy, Bkno4vasa 6onesHn ¢ HacneacTBEHHOW NPeapacronoXeHHOCTbIO

KnuHnyeckas reHeTuka: npMMeHeHne 3HaHun 1 pa3paboTok B 061acT Men. reHEeTUKN K KNMMHUYECKUM
npobrnemam (QuarHocTuka, nevyeHne, NPorHo3 1 NPodUNakTuKa)

FeHoMuKa: CTpyKTypHasi U PyHKLUMOHaNbHast opraHM3aumns 1 U3MEH4YMBOCTb reHoMa
(Tomac Pogepuk, 1989)

feHOMHas MeauLUMHA: NPUMEHEHWE 3HaHU N pa3paboToK rEeHOMUKN U MOSEKYISPHOW reHeTUKM Ong
AWarHOCTUKK, Tepannuu n NpodunakTukn 6onesHen n NPorHo3a CoOCTOSAHUS 340POBbSA

«PYTUHHOE MCMOSb30BaHNE rEHOTMUMNYECKOro aHanmsa, oobl4HO B hopme [JHK-TecTnpoBaHus, C Lenbto
ynyyleHnsa kadectea megunumHckon nomowm» (A.Beaudet, 1998). MHanesuayanusmpoBaHHas MmegmunHa
(«boutique medcine», B.Bloom, 1999).



Npea

menl

00J1acTh MEIMITMHBI, HAyKa, KOTOpas N3y4acT
M3MEHYMBOCTH B PA3JIMYHBIX MTOMYJIAIMIX
s ¥ Pa3BUTHSI HOPMAIBHBIX U

MMOCTH 3a00JI€BaHHI OT

1 W YCJIOBUU OKPYKAIOLIEN CPENbI.

HO ,
[UECKUX MPU3HAKOR
€CKOU ITPEAPACIIONIOKEF

(CIUITMHCKON T€HETUKH SBIISICTCS BBISIBJICHUE, N3yUCHHE,
THKa 1 JICUCHHE HACIICICTBEHHBIX 00JIe3HEN, pa3paboTKa
€IOTBPAIICHHS BO3JCHCTBHS HETATUBHBIX (PAKTOPOB Cpebl Ha
BEHHOCTH YEIIOBEKA.



MeToabl

>TBEHHBIX O0JIE3HEN B MEMUITMHCKOU T'€HETUKE
METOAAMMU T€HETUKU YEJIOBEKA:

OJIOTUYECKU );



3Ha4yeHune reHeTuK

2CKNX doopm
biX 60f1e3HEN, MOpaXkaloLLnX BCe opraHbl, CACTEMbI U

eTen: 5-5,5% HOBOPOXKAEHHbIX

MynbTudakTopuanbHble (reHeTUY. NpeapacrnonoXeHHocTb) - 35-40%)
HereneTtn4yeckune npunumnHel - 50%

CwmeHa «npodounga» HI ¢ Bo3pacTtom npu NOCTOAHCTBE «rpy3a»



Bexn reHeTuku

icuc Kpuik n
> [1bk0 YOTCOH

®dpaHcuc KonnnHs m
Kpenr BeHTep
2001/2003




encud, Kak n gpyrue oonesHn, pa3BnBaOTCA Ha novBe HacneacTBEHHOCTU, U

OT CbJ'IeFMaTI/IKa npouncxoanT CbJ'IeI'MaTMK, OT XKEMNYHOro — XXEN4Hbl, OT YaXOTOYHOro —
ero 6onesHbI ceneseHkn — CTpa,D,a}OLIJ,MI7I 00OnNe3Hb Cene3eHkn, To YTO MOXET
KOTOPOIO CTpaaaT oTel U MaTb, Nopa3nna Obl TaKke O4HOro U3 OETEN»

OCTb Yy YenoBeka: 2-1 nonosuHa XIX B

PpaHcH Cank

«HacnencTBeHHbIN TanaHT 1 xapakTtep» (1865)

«HacneacTBeHHbIN FrEHUI: UccregoBaHne ero 3akoHoB 1 creacTeuny (1869)
«Ouepku no esreHuke» (1909)

B.M.®nopuHckum

DBEPLUEHCTBOBAHME 1 BbipOXAEHUEe YyenoBeveckoro poga» (1865)

dusnonornyeckme 3akoHbl HacnNeacTBEHHOCTU:

1. Kak SM4Ko,Tak 1 CEMEHHOW XNBYNK HOCAT B cebe... CKpbITble 3agaTKn BCeEX
WHOMBUAYANBbHbLIX 0COBEHHOCTEN TOro fnua, KOTOPOMY OHU NMpUHAAEeXaT»

2. «CxoQCcTBO AETEN C poauUTeENnsaMM MOXET NpUbnmxKaTbCs UNu oTaanaTbes ...
BCreaCTBME BNUSHUSA CPeabl, YCNOBUN NMUTAHUSA U Pa3BUTUS, YIIPAXKHEHUS»

3. BniusHne matepu Ha popmMy 1 NpU3HaKM Nnoga CoOBepLUEHHO PaBHOCUSTbHO
BNUSHUIO OTLL@»

A. oh - (%,v.,( N asa oy

6. «[loToMCTBY NepenaroTcs HE TOSbKO NPUPOAHbIE , HO U MCKYCCTBEHHO
pa3BuUTble CBOMUCTBa»



IcTOPUS FrEHETUKN:

1865 Ony6nukoBa
. HA3BHHasa «HykrienHom» (Muwep)
1900 MNMepeoTKpbIThI 3ak
1908 OnuncaHbl 3aKOHOMER
nonynaumax -3akoH Xapan-Be
BPOXAEHHbIX OLNBOK meTabonnama» (appoa)
Bbl BapnabenbHOCTN KONMUYECTBEHHbIX MPU3HAKOB,
‘ enuns aucnepcy
bl MPEACTaBMNEHNS O MEHETPAHTHOCTM N 3KCMPECCUBHOCTH (DorT)

1970 OTKpbITM hepMEHTbI pecTpukunmn, cneumnduydeckn pacwiennawowmne JHK
(ApBep, CmuT)



€PBbIN reH YerioBeka - XOPMOHUYECKNU

bl cekBeHnpoBaHua JHK (CaHrep;

caH NonMmMopdn3M AfMMHbI PECTPUKLMOHHLIX (bparMeHToB
BUHYTa KOHUENUUs «obpatHon reHeTukny (boTcTeunH)

- 1997 NMepBas ycneluHas nonbiTka KNoHUPoBaHUs opraHmama u3
«B3pocnon» Knetku - onnu
2001 lNony4yeH 4YepHOBOU CUKBEHC reHoMa 4YerioBeka



nKa yenoseka B Poccum

H.K.KonbuoB

INOTE3a O MOSIEKYSIAPHOM CTPOEHUM U
JMYHOWN penpoayKumnmn xpomocom (1928)
3aTop 1 npeacenatens Pyckkoro
Koro obuiectsa (1921-1929)
~ «y4eHne 0 XopoLUeM

A.C.CepebpoBckum
TepMuH «reHooHa» (1927)
[eHeTMKa nonynauum, CTpyKTypa reHa

C.lNlesut
C.H.JaBnpgeHkoB OcHoBarenb NpeBoro
naHua katanora reHos (1925) MeaNKO-
reHeTn4eckoro

(1929) nHctutyTa (1935)

neHkoBa PAMH

H.MN.BouykoB CoBpeMeHHbIe LIeHTPbl FeHEeTUKU YernoBeKa

Akapemnk PAMH Mepauko-reHeTndeckmun HayydHbln LeHTp PAMH, Mocksa
OcHoBarternb 1 NepBbIN oUPEKTOP WHcTuTyT MegmumnHckon reHetukn CO PAMH, Tomck

WNHCcTUTYyTa MeanLMHCKON reHETUKN WH-T akywepcTBa, rmHekonormm 1 nepuHartonornnm PAMH, CIb
(MIrHL) WH-T obLien reHeTukmn, Mockea

WMHCTUTYT unTonormum un reHetukun, HoBocmbumpck
WHCTUTYT Buoxmmmnm n reHeTukn, Yoa
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m (Cxema cTpoeHuUs
XpPOMOCOMBI B
O3JHEH IIpodaze
— MmeTadaze
MHUTO3A:

| —xpomarna;
2—IICHTPOMEPA;
3—KOPOTKOE IJIE€YO;
4— MITUHHOE TIJIEUO




IbTATC OYINIMKAIINUN XPOMOCOMEI.



>aM KJICTKH, TaK KakK IIpu IMOMOIIHA
OMEPBI KaKAast XpoMaTuaa COCAUHSICTCS C
1 BEpCTCHA ACICHUIL.

g [IEGHTpOMEpa pa3iesisieT XpOMOCOMY Ha JiBa



- IIBET,
+ e1dos - BuJ1) — 4acThb

I OT MOMEHTA €€ JyIUIMKAI[U
Ha JBE JIOUYECPHUE B

exyJiel JIHK coequHennyro ¢
aMU.

MAaTHIbl 00pa3yrOTCs B PE3YJIbTATe
AYIUTUKAIAX XPOMOCOM B IPOLIECCE
INCJICHUS KIICTKH.



Xpomocoma

JaKpy<enmui
B CAMpans
XPOMaTHH

Crpyirypy AHK pacwedipo-

ganu & 1953 r. BpuraHckue
yuexsie @pancuc Kpuk
(cnesa) v Po3anunaa
PpaHKNUH BMECTE C aMepr-
KAMCKUM BHOXHMHMKOM
Amemcom YorcoHom
(cnpasa).

Ae3okcupuboHyrnenHo-
Ban kucnora ([AHK)

Aee yenu AHK sakpyvens
8 ABOHHYK cnupant

XPOMOCOMBI
UMEIOTCA B sIJIpax
BCEX KJICTOK.

Kaxnas
XpOMOCOMa
COIEPIKUT
HACJICICTBCHHBIC
UHCTPYKIIUH -
I'CHBI.



allb
UeHmpuuecKue JIOYKOBUTHBIE XPOMOCOMBI
Hb KOPOTKHUM, IIOYTH HE3AMETHBLIM BTOPHIM

);
emauyenmpuyeckue (C TJIe4aMu HEpaBHOU
, HartoMuHarmue mno popme OykBy L);

memauenmpuueckue (V-o0pa3Hble XpOMOCOMBI,
o0azaroue mieyaMy paBHOM JIJIMHEI).




rOMOJIOT

DIMHAKOBBIN

OMO! - HapHEBIC
COMBI, OJIHHAKOBEIE 110 (hopMme,
paM U HaOOpYy I'€HOB.



TEPUHCKOTO, a Ipyras oT
OBCKOIO OpraHu3Ma. Takour Ha0Op
~ XpOMOCOM Ha3BIBAIOT



TKH, 00pa30BaBIIMECS B
3a, COJIEPIKAT TOJBKO




IF0T KOOPAUHAIIUIO U
€CCOB B KJIETKE IyTEM
re3a epBUT CTPYKTYPHI O€JIKa,
PMaIMOHHOM 1 PHOOCOMAIHLHOM




UTaX Pa3JINYHbBIX ITO3BOHOYHBIX 1
BOHOYHBIX (XpOMOCOMBI THIIA JIAMIIOBBIX

Ha Mperaparax ruraHTCKUX XpOMOCOM
 YAAJIOCh BBIABUTH IPU3HAKU AKTUBHOCTH IT'€HOB.
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ITCKUE XPOMOCOMBI

['urantckue
XPOMOCOMBI U3 KIIETOK
CJIFOHHOM KEJIE3bl
Drosophila
melanogaster.
[udpamu 0603HauEHBI
ayTOCOMBI, a OyKBaMu
ux miedn (R - mpaBoe
mieyo, L - neBoe
mieyo), X - X-
XpOMOCOMa
(MroHTIUHT A.
['eneTnueckue
uccieaoBanus, 1963).



TEHHbLIE XPOMOOCMDbI

HapyxeHsbl E.I'. banpOnanu
| UX IIUTOrCHETUYECKAA
b 651313 BBIsIBIEHA KOCTOBBIM,
MHTEPOM, | enTiieM u bayepom.
€pPXKATCA B KJIETKAX CIFOHHBIX
JKEJIE3, KUIIICYHNKA, TPAXEH, dKUPOBOTO
T€J1a U MAJIBIIMTUEBBIX COCYIOB JINYUHOK

IBYKPBIUIBIX.



OCOMBbI THUIIA JIAMIIOBBIX
[IETOK

IOKKepTOM B 1892 rony.

ar0T MOJIMTEHHBIE XPOMOCOMBI,
Tax Ha CTaJuHu MEPBOIO

HUSA MENO03a, BO 1 KOTOPOU MPOIECCHI
€3a, MPUBOJIAIINE K 00pa30BaHUIO JKEJITKA,
0JIEC UHTCHCHUBHHI.

as JJIMHAa XpOMOCOMHOI'O HA0Opa B OOLIMTAX
PBIX XBOCTaThix ampuoun gocturaet 5900




OWUJHBbIA HABOP
OCOM Y PACTEHUU

NIYB — 24

JIEH — 30
BUILIHS — 32

: SIBJIOHS — 34
EBEJIbHUK — 22 qCEHE - 46
KAPTO®EJIb — 48
JINTIA - 82



OWUJHBbIA HABOP
OCOM Y )KUBOTHBIX
KPOJINK — 44
YEJIOBEK — 46
[HTNUMITAH3E — 48
BAPAH — 54
OCEJI - 62
JIOUIAIb — 64
KYPULIA - 78

-PE3YC 42
- 44
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Kapuorun
AOMAaIllHEeHW KOIIKH
Felis catus
( bpauen C. u ap.
I eHeTHKA KOIIKH,
1993).
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NOTUIl

HOCTbh YMCJIA,
dostorum
MOCOM




EHUA CTPYKTYPbI
XPOMOCOM

YKTYPBI XPOMOCOM IMPOUCXOIUT B
AHHBIX WA CIIPOBOIIMPOBAHHBIX

aluy (M3MEHEHUS Ha

aluun (MUKpPOCKOIIMYECKHE N3MECHCHUS,
HMMBIC IIPH ITIOMOIIIH CBETOBOI'O MHUKPOCKOIA):

m TPAHCJIOKAIIUHU
m VHBEPCUH



NEJEIMS

-OT JiatT. deletio —
YHUUYTOXKCHUE —
XPOMOCOMHAas1 adeppanus
(mepecTpouKa), mpru KOTOPOM
IPOMCXOAUT MOTEPS YUaCTKa
XPOMOCOMEBI.




NEJELUSA

€IACTBUEM PA3pPbIBA XPOMOCOMBI HJIU
HOI'O KPOCCHHTOBEPA.

TEPs. BHYTPEHHETO

JIbHBIE (ITOTEPS KOHIIEBOI'O y4acTKa).



enka CCRS5-nenpra3?
€BOCIIPUHUMYUBOCTHU €€

gac K BUUY ycronunBo B cpeiHem

0 EBPOIIECHUIIEB, OHAKO B

HIWHABUY 3Ta OIS JOCTUIacT

%. Y QUHHOB M PYCCKHUX JIOJIS
YCTOMYMBEIX JIHOJIEH €l1Ie Bhie — 16 %,
a B Capaunuu — Bcero 4 %.



Ot nar. duplicatio —
VABOCHUE — CTPYKTypHAas
XPOMOCOMHAasI MyTalus,
3aKJIF0YAOIIASCS B
yABOCHHUH y4acTKa
XPOMOCOMABI.



HbIE€ TPAHCIOKAIIAM IIPUBOIAT K PA3BUTHIO
1, CApKOM, 3a00JICBaHUIO JICHKEMUEH,
PEHUEN.



HUE CTPYKTYPBI XPOMOCOMEI,
30poToM Ha 180° ogHOTO

JICTBHE NIBYX OJITHOBPEMEHHBIX
BOB B OJTHOM XPOMOCOME.



