Jlekuunsa 1.

UenoBek Kak OObEKT reHETUKMN.

MeToabl U3y4eHUa reHETUKM
yeroBeka



OcobOeHHOCTU YenoBeKka Kak
oObeKkTa reHeTUKMW.

UTO co3pgaeT TpyaHOCTK:
* Henb34a ckpelumBaTth NO XXenaHuio
aKCnepumMeHTartopa.
* Hycno noToMKOB HEBESTNKO
 Peaokaga cmeHa nokoneHum
2/

 MHoro npusHakoB
* MHoro xpomocom




OagHako bonbluas
3anHTEpPECOBAHHOCTb
nepeBeLUBAET BCe TPYAHOCTU



OcHOBHbIe MeTObI N3YyHEHNA TEHETNKU
YEJ10BEKa.

* [eHeanornyecknun

* LlnToreHeTn4yeckmnu
bruoxmmmnyecknm

brnn3HeuoBbIN
 [lonynsaynoHHO-CTaTUCTUYECKUN
« [lepmatornudouyeckum

* [eHeTUKN coMaTUYECKUNX KNETOK
o NNIHK gmnarHocTuku



KpaTkoe HanoMmmHaHue 3aaad
OrM3HEeLOBOMo U
LNTOreHETUYECKOro MeToaoB



brnnsHeLloBbIV MeTod U3y4yaeT
COOTHOCUTENLHYIO POrb reHoTnna u
cpenbl NyTemMm cpaBHeHMs ONM3HELIOB

KME ) Kms

100% - K.

H — nokasaTternb HaclieayeMoCTn Npn3HakKa

Kz — NOKasaTesnlb KOHKOPAAHTHOCTU B %% Y MOHO3UIOTHbIX

Onu3HeLuoB

Kms_ nokasatenb KOHKOpAAHTHOCTU B %% Y AN3UTOTHbIX

Onu3HeLuoB



LinToreHeTtnyecknn metoa nsyvaer
XPOMOCOMBbI




[ eHeanornyecknn mMetoa — metoa
aHann3a poaoCnoOBHbIX



[ eHeanorm4yeckmum meTon

obin npeanoxeH B 1883 r. ®. NanstoHom. MeTtoa
NO3BONAET YCTAHOBUTL:

1) aBnaeTcda Nu AaHHbIN NPU3HaK HacneacTBEHHbIM (MO
NPOSABNEHUIO €r0 Y POACTBEHHUKOB);

2) TUN U XapaKkTep HacnegoBaHUa (AOMUHAHTHbBIW UNK
PeLEeCCMBHbLIN, ayTOCOMHbIW UMW CLEMMNEHHBLIN C MOSIoM);
3) 3UroTHOCTb NNL, POOOCNOBHOM (FTOMO- UITK
reTeposnroThbl);

4) NeHEeTPAHTHOCTbL reHa (YacTtoTa ero nNpPosiBrieHUs);

5) BEPOATHOCTb POXAEHMSA pebeHKa C HacneaCTBEHHOW
naTonorveun (reHeTU4eCcKUmn puck).



Cap ®paHcuc lNanetoH (aHrn. Francis Galton;
16 dbeBpang 1822 — 17 auBapa 1911)

KyseH Y.[apBunHa

e 3aHuUMancs
BOMNpocammu
HacneagcTBEHHOCTH,,
bnomeTpuen,
OepmMaTtornnguKkou,
CTaTUCTUKOUN U
TECTUPOBAHUEM;
nepBbIM Ha4ar
n3yyeHue
Onn3HeLuos.

« Co3gan eBreHuKy.




CumMmBonbl, Ucnorlsibdyemblie npum cocrtaBiieHUn poaoCsioBHbIX
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JTanbl reHearnorn4eckoro metoaa

1)  pOOOCNOBHYH HAYMHAKT CTPOUTbL C Npobanaa - nuua,
C KOTOpPOro Ha4YnHaeTcsa uccregoBaHne CeEMbU.

2)  Kakgoe MOKOINeHne HyMepyeTcst pPUMCKUMU Lindopamm
CneBa;

3) 0cobu oOHOro NOKOJSIEHMS pacrosiaralTcs Ha
ropu3oHTanbHOW NMUHUM U HYMEPYIOTCS apabckumu

Lmndopamm.
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Pa3nnyaroT 5 OCHOBHbIX TUMOB
HacrneaoBaHUSA

 AD
* AR
« XD
* XR
Y

+ MUTOXOHAPWANbHBLIN TUM
HacnegoBaHUA



AyTOCOMHO-AOMUHAHTHbLIN TUN (AD)
HacrnegoBaHUSA XapaKTepusyeTcs
criegayrownMm npusHakamMu:

1) 6oneroT B paBHON CTENEHU O—1B
MY>XYMHBbI U XXEHLLUHbI,
2) O0OnbHblE eCTb B KaXX40OM

MOKOMNEHUN - HacneaoBaHUe «ro é ﬁ ‘
BEPTUKANNY.

3) BEPOSATHOCTb HacnegoBaHUA

100% (ecnun xotqa Obl oAuH
poaouTenb roMo3nroTeH), 75%  Mpumepsl y yenoseka:
(ecnu oba poauTtens Cunapom MapdaHa
retrepo3nroTHbl) n 50% (ecnu OAVH y o1 nponnasus
poauTenb rETEPO3UTOTEH).

'MnepxonectepuHemus



AyTOoCcOMHO-peuLeccuBHbiu (AR)
TUN HacrnegoBaHUA

. XapaKTepeH nponyck
NOKONeHnmn

. PaBHO My>XUMHbI U
XEHLUUHBbI

. «['lo ropusoHTann»

4. BepoATHOCTb y OeTen
25%, ecnn y poauTteneu
NPU3HaK He NPOSABUICS

O

® O

IlpuMepsl v Ye10BeKAa:

DeHUJIKETOHYPU A
MykoBuCIIH/03

AJIpEeHO-TeHUTAJIbHbIA
CHHIPOM



[onaHapuyeckun tun (Y)
HacnenoBaHUA

[lepenaetca no t
MY>KCKOU NIMHUK

6e3 nponycka
NoKoneHum

Mpumep y
yenioBekKa:

'MnepTpuxos
YLUHOW
paKOBUHDI




X-cuensfieHHbIX AOMUWHAHTHbLIU
(XD)

* be3 nponycka NoKoneHun —
No BepTuKanu

O—1
e XeHLMHbI NopaXeHbl B 2 ‘ ‘ ‘

pasa yalle

« OT oTUa NnepenaeTcsa BCEM

noyepsm; ot matepu 50% é 6 |
CbIHOBEWN N JOYEepeN.

Mpumepbl vV YenoBekKa:

PaxuT, pe3ancTeHTHbIN K
BUTaMuHy [

KopuyHeBas amanb 3y6oB




X-cuenneHHbIN peueccuBHbIN (XR)

* [lepepaeTtcs ot gena

yepes MaTb-

HOCUTENbHULY K BHYKY B O
* Y MYX4YUH NPOSABNAETCH 6

3HAYUTENbHO Yallle, YeMm
Y JKEHLLNH

Mpumepsbl v YenoBekKa: EB

Fremochunus

OdanbToOHU3M

Mbiwe4yHan auctpodus
JKTogepmMmaribHas gucnnasus




MuTtoxoHgpuanbHoe
(uMTonnasmaTuyeckoe) HacregoBaHue

* [lepenaetcs no

MaTEPUHCKON NNHUU O
* mpumep:
MUTOXOHApPUanbHas ‘ ‘
MuonaTus —O

= om .

Y pacTteHun Takxe reHbol
XJIOponsacToB.




Ilekuuns 2.

MeToabl nccnenoBaHUAa HacneaoBaHUS.
Meguko-reHeTu4eckoe KOHCYnsTUpoBaHue



[lepmaTornnpunyecknn meton

(NnpepnoxeH [ansToHOM)
MeTog nomMoraeTt B AMarHoCTuke HacrenCcTBEeHHbIX
CUHOPOMOB



[lepmaTtornngunyecknn meTton

* M3yyaeT 0CODEHHOCTU rpPeDELLKOBON KOXN N OCHOBHbIE
crubaTtenbHble NMUMHUM NagoHEeN U NoAOLUB




Tpy OCHOBHbIX BUAA NanbLEBbIX
Y30pOB

ayra nemiA 3aBUTOK




BapuaHTbl crmbatenbHbIX CKagok




OcobeHHOCTU AepMaTornMduKn
NPUY HEKOTOPbLIX CUHAPOMAX

 CuHgpom 3aBapaca — Ayru Ha Bcex narnblax

 CuHapom [layHa — ogHa crmbartenbHas
cknagka

 CuHapom TepHepa — Bce 3aBUTKN HA
nanbuax

* CuHapom PyouHLwTENHA-TANON — CNOXHbIN
y30p Ha TeHape




bunoxummnyecknm meton



buoxnmmnyeckmm meton

* Vicnonb3yeTca ana nsyvyeHus
dbepmeHTONaTUN — MyTaLMUW,
HapyLatowmnx padboty pepMeHTOB.

B KpoBn N MOYe DOrnbHbIX BbIABMAOTCS
ornpegerieHHble XuMn4yeckme coeagnHeHun.



[Ipumepbl pepmeHTonaTum

doeHunanaHuH
/ ® doeHUNKeTOHYpUS
TUPO3NH
TMpOKCMH
TMpO3MHO3
'V'e”aHV'H roMOreHTU3nHoBas
Kncrnora
*
AnkanTtoHypus
|| Maneunauetar ||
* INepBoe onncaHHOE HacreacTBeHHoe
HapyLweHne obmeHa BewecTB (Apunbanbg V Tak nanee

[appon B Ha4varne XX Beka)



Online Mendelian Inheritance in Man®

baza JaHHBIX O TEHHBIX JIOKycaxX, (PEHOTHIIAX
(BKJIrO4as HACJICJICTBEHHBIC 3a00JICBaHUS ),
pa3BuBaeMas B YHUBepcurteTe ko Ha XOIIKHUHCA
(CILA).

Kaxxkgon cratbe B Kiaccupukamuu OMIM
[IPUCBAWBACTCS YHHUKAJIbHBIKM  II€CTU3HAYHBIN
HOMEp, IepBas LH@pa KOTOPOTrO YKa3bIBa€T Ha
cnoco0 HacJIieqOBaHUIL.



1 — (100000 — ...) — ayTOCOMHOIOMUHAHTHBIA THUIT HACJIECIOBAHHUS.
2 — (200000 — ...) — ayTOCOMHOPEILIECCUBHOE HACJICJOBAHUE

3 — (300000 — ...) — nokycel ¥ (DEHOTHIIBI, CBA3aHHBIE C X
XPOMOCOMOM.
4 — (400000 — ...) — JNOKyChl U (PEHOTHIIBI, CBSI3aHHBIE C Y
XPOMOCOMOM.
5 — (500000 — ..) — mokycbl W (DEHOTHIIBI, CBSA3aHHBIE C

MUTOXOHAPHAIILHBIM (LIMTOIIA3MAaTUYECKUM ) HACJIeIOBAaHUEM.
6 — (600000 — ...)— ayTOCOMHOE€ HacCJ€eI0BaHUE.



Annenu (annenbHble BapuaHThl) reHa 0bo3HayarTcH
LLIECTNU3HAYHLIM HOMEPOM OCHOBHOW CTaTbM (CTaTbs reHa), 3a
KOTOPbIM creQyeT YeTblpEX3HAYHbIN HOMEP, 0603Ha4aLLMN
OaHHbIM annenb. Hanpumep, annenbHble BapuaHThl
(MyTauun) nokyca, kogmpyrulero obpasosaHue akrtopa IX
CBEpPTbLIBAHUSA KpOoBM (NpuBoasLne kK remodpunum B), nmetor
ob6o3HayeHuna ot 306900.0001 go 306900.0101 (306900

— 000O3Ha4YeHmne camoro fnokyca).

3Be3aoyka (*) nepen HoMmepom fiokyca unm peHoTuna
O3Ha4aeT, YTo crnocob HacrnegoBaHMA NS JaHHOrO JIoKyca
nnn peHoTmnna gokasaH (No MHEHUIO aBTOPOB N PEOAaKTOPOB).
OTcyTCcTBME 3BE3OOYKN O3HAYaAET, YTO cnocob HacrnegoBaHus
OKOHYaTeNbHO HE YCTAHOBMEH.

CumBon # nepen ctatben 03HAYaET, YTO AaHHbIN PEeHOTUN
MOXET ObITb BbI3BaH MyTaumen Kakum nmbo n3 asyx
(Ha3BaHHbIX) UM bonee reHos.



PaccmoTpum nogpodbHee obmeH
doeHmnnanaHnHa n pasBuTue

deHunketoHypun (AR)
OMIM 261600 un 261630



|

[OennanaH/H
CuHTe3 benka OeHnanaHvHoKc1aasa
MeHNNMPOBMHOr paaHas MeHUNYKCYCHaN menwnlmlonounaa
|2 I
| v |
Mosr lMeyexb Moykw
(Hakonnexve) (Hakonnexve) (BbigeneHve)

v
deHnNKeTOHOBLIE Tena



[Tpn dbeHunketToHypum (PKY) HapyLueHo
npespalleHne deHunanaHnHa B TUPO3nH
(knaccuyeckasa gpopma)

b4 g
/M Muwesois <o.<

)_{ (j QZ 3 AMHMHOKMCNOTES

Apyrwme
AyTOCOMHO- pes Lo BsMHOKMCHOTE:
peLeccuBHoe

"
HacrnegoBaHue ‘ > o e

dKY ‘
PDeHMNKETOHYPUSA

1
deHnnanaHnH-B-rmgpokcunasa \L

Trpo3mH



[etn c poxgeHnsa gormKHbl cobrnogaTth
cneunarnbHy ONETY C OrPaHNYEHNEM
No oeHnnanaHuHy




HeoHaTanbHbIN CKPUHUHT —
«rnpocenBaHue» Bcex MrageHLeEB
Ha Hanmyne DUOXNMUNYECKNX
0edeKTOoB




B HacTosLee BpemMAa AeTten TeCTUPYIOT Ha
BbISIBIIEHUE:

deHUnKeToHypuu,

MYKOBUCLMNAOO03A,

BPOXOEHHOro runoTupeosa,
aApeHOreHNTaribHOro CUHAPOMa U rasiakTolemMmm

Mpn BbIGOPE 3aboneBaHun ANsi HEOHATANbHOIO CKPUMHWHIA, B COOTBETCTBUM C
pekomeHgaumsmn BO3, yumTbiBanUCb TakMe akTopbl, KaK TSKECTb
nposBNeHns 3aboneBaHnin, YacToTa PacnpoCTPaHeHUs1 AaHHbIX 3aboneBaHun,
a Takke NPOCTOTa M OOCTOBEPHOCTb MPUMEHSAEMbIX METOO4OB AUArHOCTUKW,
Hanuune OOCTYMNHbIX N 3DEKTUBHBIX CPEACTB NevYeHus.



[TonynauMOHHO-CTaTUCTUYECKUN
MeToa



[TonynauMOHHO-CTaTUCTUYECKUN
MeTOo4 reHEeTUKM

* VIayyaeT 1 cpaBHMBaET nonynauuu nogen.
* OcHOBaH Ha 3akoHe Xapau-BanHbepra



3aKOH reHeTn4yeckom ctadbunbHOCTU
nonynauumn

* Copmynumpoead B 1908 rogy HesaBMCMMO
aHIMUNCKNM MaTemaTtukom . Xapam n HemMeuKkum
Bpayom B. BanHbeprom.

 3aKOH YTBEPXOAET, YTO E€ECSfIN  YUCIIEHHOCTb
NaHMUKTUYECKOU (CBOOOAHO CKpeLlMBaloLLENCS)
nonynsumMn Benuka, B HEN OTCYTCTBYIOT MYyTaLMW,
MuUrpaums 1 _otbop (Mo u3ydaemMomy reHy), TO
yacTtoTbl reHotunos AA, Aa v aa B nonynauuu
OCTalOTCA  OAMHAKOBBLIMW U3  MOKOMEHUA B
NOKOJSIEHUE:

p*(AA): 2pq (Aa): g*(aa),
roe A na— annenn ayTocoOMHOro reHa,
pp — 4YacToTa annens
A, g — 4acToTa annens a.




loadpn Xapo.ut XAPAH
(Godfrey Harold Hardy), 18771947

Antiickuit sareMamux, po,ures 8 Kpam, rpadcino
Cyppeil. Hovuawr saremaruxy B KemOpiokekom i Oxe-
dopjickom vimsepertere. Homavi, camvio Golnmyio
HEIECTHOCTE Xap, 0t HPHHCC T coBMecTHne paboTi ¢
HETHHCKHM M TCMITHKOM-CAMOV YKOH L‘pmnnm.x Pasa-
Y, CRAHOM 1|W7—l‘)’0) KOTOPLIA paloTr KICPKOM N
Mapace. B 1913 rojy Pasany ciant nocat Xapist cim-
COK JIOKQMUMIN MM Toopest. [Ipsuan retmumnioctn
IOHONO Kicpka, Xapu upuiiacior ero B KemOpu,ox, 1
TCHCHME HCCKOUILKHX JICT, NP UneCTRoBanimy Gcinpe-
Metioll eveprie Pasany o, o oy IMKoBLIM ce-
PHIO GOICCTHITTN COBMECTHIN padoT.

BiLinreinst BAHHBEPT

(Wilhelm Weinberg), 18621937
Flesermsdt npay, ssenrmdt oo HacTHVR) HPAKTHRY
o HEvemapre. 1o BOCHOMMUAIIEM  CORPEMCHITHKOB,
(OMO! THOHBMTLCH 1 CRET 3500 ML ICHIANM, B TOM YHCIC
1o kpaitreeit sepe 120 rapas Goocmeron. Ha octionanim
COOCTHCHILIN Hatuuo el L poaCIicHies Guiruiction
H HCPCOTRPLITRIN FCHCTHYCCKHN akonon Meryweas 1pu-
MET K BRIBOIY, YTO P IPACTIOIORCHIOCTE K POAICHHI)
JIVHATCHIIN (HCHICITTHYILIN ) UIHIICHOn HICPS eI 110
HAC IS ICTHY .



OTKNoOHeHusd oT paBHOBeCU4A Xapau-
BanHbepra cBmaoeTenbCTBYyeT O OEUCTBUM Ha

nonynauuio OAQHOro NnNu HECKOJTbKNX
doaKTOpPOB:

« OTbOpa
* MyTauun

* [lpenda [EHOB (HeHanpaBrieHHOoe
N3MEHEHME YacCTOT annenbHbIX BapUaHTOB

reHoB B nonyrndaunu, o6ycn03neHHoe
CﬂyanIHbIMM CTaTUCTU4HECKUMMU I'IpI/NI/IHaMl/I)

* Murpauumn
* 3onauuu



OnbIT Cbtoana PanTta 6bin npocT: B NPoBUpkM ¢ KOPMOM OH rnocagun no ase
CaMKu 1 No ABa camua Myx 4po3odur, reTepo3nroTHbIX rno reHy A (reHotun Aa).
KoHueHTpauuns HopmansHoro (A) n mytaumoHHoro (a) annenen coctaesuna 50 %.
Uepes3 HeCKOrbKO MOKOSIEHMIN OKa3anoch, YTO B HEKOTOPbLIX NOMynALMAX

BCe 0COOM cTanu roMo3uroTHbIMU NO MyTaHTHOMY annento (aa),

B ApPYyrux nonynsauusix oH o0bin BoBce yTpadeH (AA),

YyacTb NONynsAUUU cogepxana Kak HopMasribHbIU, TaK U MYTaHTHbIN annenb.
HecmoTpsi Ha CHUXXEHME XXN3HECNOCOOHOCTU MYTaHTHbIX 0coben un,
cneposartenbHo, BOMNPEKU ECTECTBEHHOMY OTBOPY, B HEKOTOPbLIX
NoONyNAUUAX MYTaHTHbIN ansienb MNOMMHOCTbLIO BbITECHUT HOPMarbHbIN.

OTO M ecTb pesynbraTt crlydYanHoro npouecca — odpetigha 2eHO8.

I

P: Aa x Aa

B MmaneHbKUX nonynaumsx 4actota MyTaHTHOIroO annesisi MeHAeTCA ObICTPO U
CcrlydauHbIM oGpa3om



UYacTtoTta HEKOTOPbLIX ayTOCOMHO-
PELIECCUBHbIX 3a00neBaHnUN B EBPOINENCKOUN

nonyrnAaunn
3aboneBaHue OonbHbIE HOCUTENU
dOEHUNKYTOHYPUS 1:10 000 1:50
B AnoHun
1:230 000
MYKOBMCLMO03 1:2000 1:22
reMoxpomMaros 1:400 1:10




NMNonynauum oTnn4alwdTCA NO YacToTe
BCTpe4YaeMoCTU MyTaL N reHoB

ITHUYeCKAsl TPynmna 3a0os1eBaHue

AMHIIIH CTaporo obpsiza XOHIIPOIKTOIEPMANIbHAS ~ JHUCIUIA3UA;  CHHIAPOM

(IlencunbBanms) Oiumnca-Ban-Kpesenbaa; XPSIIIEBO-BOJIOCSHAS
TUTIOTITIA3HS

Kyna (Can buac), ANbOMHU3M

Nuneiinpl (ITanama) ANbOMHU3M

WNupeiiner Xomm (Apu3oHa) CaxapHsblii 1uabet Tuna 2

HNnpaeiupl [Iuma (roro-3aman BpoxaéHHasa XjaopuaHas auapes;

CIIA) ®unHBI acCTIapTUITIIFOKA3aMUHYPUS; BPOXJIEHHBIN

HePPOTHIECKUI CUHAPOM; HAHNU3M MYJIHOpes

Ockumocs! FOnuk Bpoxn€HHas runepruia3vsi HaAIOYE€YHUKOB
Adpukaneps! (FOxHnas Adpuka)lléctpas nophupust; CI'; TUNOUAHBIA MPOTEUHO3;
xopest | eHTUHTTOHA; pyOIleBaHNE TKAHU

EBpen amkeHasu bone3nr Teg-Cakca; 0oxe3Hn loiie; BereratuBHas
nucToHud; 6oie3Hs KanaBana

Kapaumsl octpoBa PykbsiH
(AmoHus) bone3ns Bepanura-I'ohmana
Kputsne, capauHIbl ATpodust MBI CIUHHOTO Mo3ra p-TanacceMust



[ eHEeTUKA cCOMaTUYECKNX KINETOK



MeTon reHeTUKn comaTUYecKmnx

KITE€TOK
« KneTkn BbipallMBatoT B KyNbType.

« 3TM METOOOM YAanoCb KAapTUPOBATb
reHbl YernoBekKa.

* MeTop cBoeobpaseH:

crindHue
AHeynnoungHagd
KreTka mMblLm

[MBpuaHasa kneTka
(CMHKapWOH)

KneTtka yenoBeka




B xone KNeTo4YHbIX

aeneHnn B rmbpunaHomn
KIeTKe yTpaymBaroTCs Bce
XPOMOCOMbI YESNOBEKA,
Kpome ogHou (Hanpumep,

Ne 17)

[ToceB Ha CeneKkTUBHYIO cpeay, BbIXXUTb Ha
KOTOPOW MOXHO TOJIbKO, €CIN €CTb
onpeaeneHHbIn YernoBevYeCcKknn reH
(Hanpumep, reH A)

o O

- O

KneTtkn BbbKuUnu, 3Ha4mT red A
nexwuT B xpomocowme 17

OT0O 0OMH N3 METO0B KapTUPOBaHUS reHOB




OCHOBHbIE METOabl COCTaBIeHUS
reHEeTNYECKMNX (XPOMOCOMHbIX)KapT

* Ha ocHOBe cKkpellumBaHUN -
(rmMbpmnaoonorn4ecknn MeToq) -
% KpoCcCOBEPHbIX MOTOMKOB — MOpraHmga
(CEHTUMOpraH)

 Ha ocHoBe poaOCNOBHbIX

 MeTogamm reHETUKM cOMaTUYECKNX
KIMEeTOK

 Metogom [HK 3oHgoB (doparmeHToB JHK
C U3BECTHOM NnocnegoBaTenibHOCTbLIO)

 MeTopgamu CEKBEHNPOBaHNE reHoMa



OnbiTbl MopraHa no cuenfieHUo y Apo3ounoi.
PacctosaHue reHoB B 'V — 17 mopraHuvg

ab B b b
[} v Vv
vV v

L1 I
o

<

Hexpoccosepu 83% Hpoccosepw 17%,
a 6



IIpaBuiio Moprana

I'eHbl, JJOKAJIM30BaHHbIE B OIHOII XpOMOCOMe, HACJIeAYIOTCS,
clelJIeHO, MIPUYeM CIJIA CHeNJIeHUs 3aBUCUT OT PAaCCTOSTHHS
MeKI1y TeHaMHU.



PooocnoBHas, noka3biBaloLlada cuenrieHmne
reHa CMHgpoma «HOIrTen-HaaKoneHHUKa» np

c rpynrnoun Kkposu B (xpomocoma 9)

' O+ ‘IB
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O ed OmMmEl e
-AO A0 BO AA AB BO BO AO AO
1 2 3 4 S 6 7 8 9

BbIn KpoccuHrosep

® O @
AB AO AB BO AB AO
1 2 3 4 5 6

\ Bbin kpoccuHroeep | Mo yacTtoTe KpOoCCUHroBepa onpeaenunmn paccTosHmue

—_— mMexay 3aTMMmn reHamm B xpomocome 1,5%




KapTuposanHue FISH-meToaoMm

dnyopecueHTHas
MeTKa NHK-30HA
\\ Y4acToK XpOMOCOMBI,

KOMMMeMeHTapHbIN

/ 30HAOY
— G —

MeTtadasHble XpOMOCOMbI C METKOW




[NHK- anarHocTtumka



[HK gnarHoctuka BbISBMSAET reHHble
MyTauumn

* noATBepXaatoLlas, Npo Nogo3peHnn Ha bonesHb
* MpecumMmnToMaTndeckasi, 4o NposiBNeHnsa 6onesHu

* HOCWUTENbLCTBA, ANS BbISBEHUA reTePO3UTOTHbLIX
HOocuTeneu

* MpeHaTanbHas - 4opoaoBas.

* [lpnHUMNManbLHO pasnMyarT NPSAMYK U KOCBEHHYHO
[OHK ouarHoCcTuky MOHOreHHbIX HacneacTBEHHbIX
oonesHen.

e

lMpsaAmasn, Korga reH u
ero MmyTtauum xXxopoLuo

KocBeHHas — No TecHo
cuensieHHoOMY Mapkepy —

PSOOM Nexallemy yy4acTKy
OHK

N3BECTHDLI




HekoTopble TEPMUHBI,
ncnonbayowmneca npu aHanuse JHK

* KrnoHnpoBaHue — BblAENEHNE reHa U ero
pasMHOXeHNe B COCTaBe XPOMOCOMbI bakTepuu,
doara nnm nnasmmabl

» CekBeHMpoBaHMe — onpeaenexmne
nocnepgosarenbHOCTK ydacTka OHK

* [lonnmepasHasa uenHaqa peakuunga, NUP — metoa
nony4veHuns 6orbLoro Ymucna konum ydactka OHK

* [eHHasa OJakTunockonua — BbidaBneHne Menkmx
Bapuauum B ctpoeHmnn [HK



STARTING MATERIALS DNA Nucleotides:

PAN

51533
DNA polymerase dATE
it Targeted dcTP
Primers: dily- sequence daTp
o SH dTTP
il
@ Heatto 5E 13
separate nupP
DNA strands : 1983 roa Kspu Mionnuc
3’ 45’
©® Coolto 1 J
allow CycLe 1
primers to . Yyields
- Primers: 2
- molecules
© oNaA y
polymerase
extends the
3’ end of
each primer
/ i i \ CYCLE 2
yields . .
i 4 > ‘ v |
molecules - y
A | —

| Yyields BEE

8 b 1 = 4 BE8
molecules | Hoooo < » nes
2 vV ses

mn
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[lpeHaTanbHasa (gopoaoBas)

HeunHBa3snBHaga —

Y3W, kKpoBb maTepu

/ ,EI,I/IaFHOCTI/IKK

NHBa3nBHag -

Mcnonb3yeT Ans nccnegoBaHns TKaHu
nnoga unu 3apoablLLeBbliX 0060104eK

icnonb3yeT uMToreHeTu4eckume,
bnoxnmmnyeckue, IHK metoasbl

PasnunyaioT;
[TpeanmMnnaHTaunoOHHYO ONArHOCTUKY;

Buoncuio xoprnoHa (B3iTMe BOPCUH
XOPWUOHA);

KopooueHTes (B3dTHE NMynOBUHHOM KPOBW);

AMHUMOLIEHTES (B3ATME OKOOMNOAHON
XWOKOCTW);

[TnaueHTaueHTes3 (TKaHW NaueHThl);
Buoncuio TkaHen nnoga (Hanpumep, KOXun)



\ A2\ Wnpwy ans Groncan
YnbTpaseyxosan ®eTocKonKs = BOPCHH XOPHOHA
AMArHOCTHKA
Tpaucaﬁnouuuanbnui
AMHHOLMTBI 4X AMHHOLEHTE3
KopRoueres /A

AMHHOTMYECKAA NONOCTS
Tpancuepsuxanbhbii /

MET0/ Guoncuu BOpCHHYaTbIA XOpHOH
BOPCHH XOPHOHA
[lynoyHbIA KaHaTuk
Karerep

Bnaranuw

(Lleika marku [pAMasn Kuiwka




buoncuna xopnoHa Ha 8 — 10
Hepene bepeMeHHOCTH

BopcuHuyaten
XOPHOH £
——

KaTteTep




YNbTpa3ByKoOBOE UccregoBaHme




[lpeanmnnaHTayMoHHas
anarHocTukKa

* [1pn
9KCTpaKkoprnopanbHOM
OnSI0AO0TBOPEHUN
bepyTca bnactomepsl
Ha cTaguu Mopynbl U
n3y4aroTcs Oo
MMnnaHTaumm
3apoabla




