I eHeTHKA Ye10BEeKA

N3Y4a€T ABJCHUS HACICACTBCHHOCTH U
N3MCHYHNBOCTH V Y€/JI0BCKA HA BCECX YPOBHAX €10

opraHm3anuu: MOJICKYJISAPHOM, KJICTOYHOM,
OpPpraHu3MCcHHOM M NMONMYJIAINOHHOM.




CoBpeMeHHAasl TeHEeTHKA YeJI0BeKAa
0asupyercs HA 3AKOHAX KJIACCHYECKOH
MEH/ICJIEBCKOU I€HETUKH, KOTOPbIE UMEIOT
YHUBEPCAJbHBIN XapaKTep, TO €CTh OHU B
PABHOM CTENECHU NPUMEHUMBI J1JIA
MHUKPOOPTraHU3MOB, PACTCHUH U
"KUBOTHBIX, BKJIIOUAS YEJI0BECKA.



Ye10BCK — 00bEKT 'eHeTHYECKOI'0
AHAJIN3A

Ye10BeK, KAK reHETHYECKHHN 00bEKT, UMeeT 1eJabli Psi/l
HeA0CTATKOB (HEeYy100CTB).

MN3BeCTHO, YTO OCHOBHOM J1JIS1 pelleHUs 00JIbIINHCTBA
reHeTUYeCKUX 3271a4 SABJSETCHA TrHOPUI0J0THUYEeCKUMA
MeTOd. « YIO0OHBII» C 3TOM TOYKHU 3PEHUA 00bEKT
T0JI7KeH 00J1a1aTh CJEeAYIINMMHA cBOMCTBaAMU: 1) Jierko
CKPeIUBATHCH B YCJIOBUSAX IKCIIEPUMEHTA; 2) 1aBaTh
00/1b1II0€ YHCJIO TOTOMKOB; 3) MMETh KOPOTKHM
"KU3HEHHBbIN MUKJI; 4) 00/1a1aTh MAJbIM YHUCJI0M
XPOMOCOM B I'eHOTHIIE; 5) HACJIeACTBCHHbIE MPU3HAKHU
He J0JIKHbI CHJIbHO MOTU(PUIIMPOBATHCH Y TAKOIO
00beKTa 1o/ BJUsIHUEM (PAKTOPOB Cpebl.



Ye10BCK — 00bEKT 'eHeTHYECKOI'0
AHAJIN3A

IIOHSITHO, YTO MO BCEM 3TUM NMYHKTAM YeJIOBEK
He MOKET ObITh OTHECEH K «YA0OHBIM))
00bEKTOM JJIfl TEHETHYECKOI0 aHAJIN3a, KaK,
HApUMep, MUKPOOPTraHU3MbI MJIH Apo3oduJia.
OnHako, HA IPaAKTUKE, 00JBIIMHCTBO M3 3TUX
HEeJ0CTATKOB MOKET ObITH B TOM UJIH HHOM
CTENEeHH KOMIICHCUPOBAHO.



Ye10BCK — 00bEKT 'eHeTHYECKOI'0
AHAJIN3A

Y 4YesioBeKka HeJIb3sl 0 3apaHee COCTABJIEHHOM cXxeMe
M0JYy4YaTh M aHAJM3UPOBATh IOTOMCTBO, IOCKOJIbKY
IKCIIEPUMEHTAJIbHbIE OPaKH HEBO3MOKHbI. Takum
00pa3oM, NIpU reHeTHYECKOM aHAJIM3€e Y YeJIOBeKa
BbINAJa€eT OCHOBA — JKCIIEPUMEHTAJIbHOE
ckpemuBanue. OaHaKo, 3Ty TPYAHOCTb F€éHETUKHU
MPeoa0JeBaK0T, HCIO0JIbL3YS pa3Hble MoaXxoabl. Bo-
MEPBBIX, TeHETHK cpeau 00JIbIIOI0 YHCJIA YiKe
CYILIECTBYIOIIMX CeMel BCeraa CMOoXKeT moaooparb
NMEHHO Te, KOTOPbl€ COOTBETCTBYIOT €I0 TeMe
nuccjeaoBanus. Bo-BTopbiXx, MOKHO POBOAUTH aHAJIN3,
rudpuan3ysi oTAeIbHbIe KJIeTKM BHE OPraHu3Ma
YyeJi0BeKAa, TO €CTh B KJIETOYHBIX KYJbTYypax.



Ye10BCK — 00bEKT 'eHeTHYECKOI'0
AHAJIN3A

Orpanu4eHHOe YU CJI0 IOTOMKOB U NMPOAO0JIKUTEIbHbIH
KU3HEHHBbIH MUKJI. U3BECTHO, 4YTO B 00JILIIMHCTBE COBPEMEHHbIX
ceMed B PAa3BUTHIX CTPAHAX POKAAETCH B cpeaHem 1-3 pedenka,
YTO IBHO HE JOCTATOYHO JJISl AaHAJIM3A paclleNJIeHUs NPU3HAKOB B
npenesiax oaHou cembu. (K npumepy, camka apo30¢uJibl 3a OAUH
pa3 OTKJIAAbIBaeT COTHM sAull). Kpome 3T0Or0, CMEHA OJTHOTO
MOKOJICHUA Y YeJI0BEKA NMPOUCXOAUT B cpeanem 3a 25-30 ser (y
apo3opuibl — 10-12 cyTok); Takum 00pa3oM, reHEeTUK MPH KU3ZHU
MOKeT HA0/aaTh Bcero 1-2 mokojieHus.

ITH HEAOCTATKHU TAK K€ MOI'YT ObITh YACTUYHO YCTPAHUMBI 32
CUeT MCIO0JIb30BAHUS B HCCJIEA0BAHUAX 00JIbIIMX BHIOOPOK
(momyJsiimii), a TaK e 32 CYeT PerucTPalui MPU3HAKOB B
TeYeHH e NJIUTEJIbHOI0 BpEeMEHH.



Ye10BCK — 00bEKT 'eHeTHYECKOI'0
AHAJIN3A

B onpenesieHHON Mepe 3aTPYAHSIET IIPOBEACHUE
reHeTH4eCKOr0 aHaJIu3a 4eJI0BeKa
OTHOCHUTEJbHO 00JIbII0E YUCJI0 XPOMOCOM B
kapuoruie — 23 napsl (y Apo3oduisl — 4 napsl,
y ropoxa — 7 nap, y ackapuasl — 1 mapa).
OnHako pa3zpad0oTKa M BHeAPEeHUE B IPAKTUKY
MeTOoA0B U epeHIIHAIBHOI0 OKPAIIMBAHUS
XPOMOCOM, THOPUAU3AUMN COMATHYECKHUX
KJIETOK, MOJIEKYJISIPHO-IIUTOT€HETHYECCKUX H
JAP. TEXHOJOTUH YCTPAHAKOT 3TY TPYAHOCTbD.



Ye10BCK — 00bEKT 'eHeTHYECKOI'0
AHAJIN3A

HakoHel, 1J1s1 4eJI0OBeKa XapaKTepeH 00J1b1101
IeHO - 1 PEHOTUIIHYCCKUHU MOJTUMOPU3M.
IlposiBjIcHHMEe MHOTUX IIPU3HAKOB B
3HAYMTEIbHON CTENEH! 3AaBUCUT OT YCJIOBUU
BHEIIHEH Cpeabl, IPHU 3TOM CaMO MOHATHE
«cpeaa» uMeeT AJA YejloBeKka 0ojiee HIUPOKoe
TOJKOBaHHE, T.K. IOMHMO a0HMOTHYECKHUX H
OnoTHuyeckux (paKTOpPOB CPeaOH AJIA YeJ0BeKAa
SABJIAIOTCH U COUATIbHBIC (PAKTOPHI, TPYIAHO
U3MEHsieMble 110 KeJIaHUI0 MCCied0BaTe .



MeToabl TeHETHKHU YeJI0OBEKA

CoBpeMeHHas TEHETHKA YEI0BEKA ONIEPUPYET OOJIBIITUM
HaOOpOM METOJIOB UCCIIeI0BaHuA. PaccMoTpuM MojipoOHee
OCHOBHBIE U3 3TUX METOJIOB:

I'eHeas1orn4ecKuM MeTOo/
ban3HenoBbIM METO/

oy aAuMOHHBIN METO
IHHuToreHeTHYECKUU METO/I
buoxumuueckue MeToabI
MoJieKyJaSIpHO-TeHeTHYECKUEe METOAbI



I eHeaJJOrHn4eCKuM METOI

ObL npemtoxked B 1883r. @. 'anbroHoM. OH 0OCHOBAaH Ha
MOCTPOECHUH POAOCTOBHBIX M MPOCICKUBAHUM B PAAY NOKOJIEHUM
nepeaavyu onpeaeJeHHOro NPpu3HaKa. IToT MeTOX OTHOCUTCH K
HauboJiee YHUBEPCAJIbHBIM METOIaM I'eHETUKH YesioBeka. OH
IIUPOKO NMPUMEHACTCH JJIsl PelIeHUsI TEOPETUYECKHUX H
NMPUKJIATHBIX IPO0JIEM.

MeToa mo3BoJIIET YCTAHOBUTD: 1) ABJISAETCS JIM JAaHHBIM NPU3HAK
HACJICACTBEHHBIM (110 MPOSIBJICHUIO €r0 Y POACTBEHHUKOB); 2) THII
U XapakTep HacjaeA0BaAHUA (IOMUHAHTHBIA UJIHA PelleCCUBHBIM,
AYTOCOMHBIN MJIM TOHOCOMHBbIN); 3) 3UTOTHOCTD JIMI[ POAOCJTOBHOM
(roMo- MJIM TeTepPO3UIroThl); 4) NEHETPAHTHOCTDH I'eHA (YACTOTA €ro
NMPOABJICHHUS); S) BEPOATHOCTDH POXK/IACHUS pedeHKa ¢
HACJIeICTBEHHOH NAaToJI0THell (TeHeTUHYeCKUM PUCK).



I eHeaJJOrHn4eCKuM METOI

JTanbl reHeaJOrn4eCKoro aHajn3a
CKJIaJAbIBaOTCA u3: 1) cOopa naHHBIX 000 BCexX
KPOBHBIX POACTBEHHHKAX 00CJI€1yeMOro
(mpo0aHaa) ¢ MAKCHMAJILHO IIAPOKHUM
OXBAaTOM CBeAE€HHUH 110 BOCXOAAIECH U
HUCXOASIIIIEHN JIMHUH, a TaKKe 10 00KOBBIM
HANIPABJIEHUAM; 2) rpadM4eCKOro NnoCTPpoOeHus
POIOCTOBHOM, CONIPOBOKIAEMOI0
MOSICHAOIIMMHA ONUCAHUAMMU (JIereHaa); 3)
AHAJIN3a POAOCJIOBHOU M (POPMYJIMPOBAHUECM
BbLIBO/0B.



I eHeaJJOrHn4eCKuM METOI

OObIYHO PO0C/I0BHAS COOMPaETCs MO0 OTHOMY WJIM
HECKOJIbKNM NpU3HaKaM. B 3aBMCHMOCTH OT 1IeJIH
UCCJICIOBAHUSA POAOCTOBHAS MOKET ObITH MOJHOW WJIN
orpaHu4YeHHOM. CJI0KHOCTH COOpa aHAMHe3a
3aKJII0YACTCA B TOM, YTO NPOOAH/I T0JI2KEH XOPOLIO
3HATh POACTBEHHUKOB I10 JIUHUUA MATEPH U OTIA HE
MEHee TpeX MOKOJICHUN U COCTOSTHUE UX 3/I0POBbSI, YTO
ObIBaeT kpaitHe peaxko. OQHOro onpoca, Kak nNpaBuJIo,
HEA0CTATOYHO. /1JI HEKOTOPBIX YJICHOB POI0CIOBHOU
NPUXOAUTCH HA3HAYATH MOJHOE KIUHUYECKOE,
NapakJIUHUYECKOE UJIH J1AadopaToOpHoe 00C/IeJ0BaHUe
JIJI1 YTOYHCHUS COCTOSHUSA MX 3/10POBbSI.



I eHeaJJOrHn4eCKuM METOI

IIpu mocTpoeHuu poao0CaI0BHOM
HE00X0AMMO CO0TI0NATH

cJelylone NpaBuIa; [] -sameens O—_ -oom

1) po0C/IOBHYI0 HAYMHAKOT COF={] - poncressena
CTPOHUTH C MPOOaH/A; - worupmia g

2) KaxKmo0e MOKOJIeHHe B s %—I_—[—DLI - posyerenm
HyMepyeTcsi pPUMCKHMH piaK

uudpamu ciieBa; <> e Fasy

3) cMMBOJIbI, 0003HAYAIOLIIHE - omoniuoae
oco0eii 0IHOT0 NOKOJICHHS, /\ s ; g ot
pacmojiaraoTcsi Ha

rOPU30HTAJIBLHOM JIMHUM U “Hoarenk pouec- ?: - punieahioee

HYMEPYIOTCS apadCKUMHM
uudppamu. OcHoBoOM
POIOCTOBHOM ABJISIETCS MPOOAH/I

- JHUI0, ¢ KOTOPOIo HAYNHACTCHA
HCCJIeI0BAHUE CEMbH. B Ycii0BHBIE 0003HAYEHH A IS

POAOCTOBHBIX MPOOAH/T rpagpu4ecKoro noCTpoeHus
IOME4YaeTcsl CTPEIKOM. POI0CIOBHOI



I eHeaJJOrHn4eCKuM METOI

[lepBaga 3agaya npu aHanmse poaoCcsIOBHON -
yCTaHOBIeHMe HacreaCTBEHHOro xapakrepa
npusHaka. Ecnu B poaoCcnoBHOW BCTpeYaeTcs OAUNH U
TOT Xe npu3Hak (bonesHb) HECKOMNbLKO pa3, TO MOXHO
OoymaTb O ero HacrnegcTtBeHHOW npupoae.

[Tocne obHapyXeHnst HacnegcTBEHHOrO Xapakrepa
npu3Haka (bonesHn) HeobxoaMMO YCTaHOBUTL TUIM
HacnegoBaHus. [nsa 9Toro Ucnonb3yrTCcsa NPUHLMNGI
reHeTM4YeCcKoro aHanmaa mn pasrnyHble
cTaTucTudeckne metoabl 06padboTkmM AaHHBLIX MHOTMUX
POOOCIIOBHbIX.



BJIM3HEenOBLIM METO

6eeoen 6 meouyunckyrw npakmuky @. I'aremonom ¢ 1875e.

OCHOBaH Ha ABMEeHUN
MHOronnogHou
bepeMeHHOCTN Y
yernoBeka 1 rno3BosiseT
onpenenunuTb
COOTHOCTUTENbLHYIO
POIib reHoTuna n cpeabl
B NMPOSABNEHUN
NPU3HAKOB.

Pasnu4yatoT
MOHO3UrOTHbIX (BBEPXY)
N OU3UTOTHBLIX (BHU3Y)
Onn3HeLoB.




bJin3HenmoBbLIN METOI

MoHO03UTroTHBIE (OAHOAUIOBbIE) OJIM3HEIIbI PA3BMBAKOTCS M3 OAHOM
OILIOOTBOPEHHOM AMIEeKJIeTKA. MOHO3UTIOTHBIE OJIM3HEbI MMEKT
COBEPIICHHO OAMHAKOBbIN SIICPHbIA I'€HOTHUII, HO MOT'YT
OTJINYATHCH MO0 (PEHOTHILY, YTO 00YCJI0BJICHO BO3ACHCTBHEM
(paxkTOpPOB BHEIIHEH CPeabl.

JIn3urorubie (ABysiiloBbIe, IBOMHU) OJIM3HENbI PA3BUBAIOTCS
1ocJie OIJIOOTBOPEHHUS CIIEPMATO30UIaAMH HECKOJIbKUX
O/ITHOBPEMEHHO CO3PeBIINX ANIEKJIETOK (MoJuoByasAnus). Takue
OJIM3Hel bl UMEKT Pa3HbIA IeHOTHII, U UX PeHOTUIIMYECKUE
OTJIMYHUA 00YCJOBJICHbI KAK T€HOTUIIOM, TaK U (pakTOpaMu
BHEIIHeH cpeabl. YacTora nosiBjieHus: 0JIM3HEI0B Y JIIOAEH
cocranjseT 0koJ0 1% (1/3 onHosiieBbIX, 2/3 pa3HosiilIeBbIX).



bJin3HenmoBbLIN METOI

MOHO3MTIOTHBIE OJIM3HENbI UMEIT 00JIbINYI0
CTeleHb CXOACTBA MO0 NPU3HAKAM, KOTOPbIe
onpeaesaloTCa B OCHOBHOM I'¢eHOTHIIOM.
Hanpumep, oHM BCerjaa OQHOMOJIbI, Y HUX
OAMHAKOBBIE IPYNIIbI KPOBH 110 PA3HBIM
cucremam (ABO, Rh, MN u 1p.), 0IMHAKOBbIH
LBET IJ1a3, OAHOTUITHbIE AePMATOIIM(PUUYECKHE
y30pbl HA NAJbIAX U JIAJOHAX U AP. JTH
(peHOTHNIMYCCKHUE NIPU3HAKH UCIIOJIB3YIOTCH B
KayeCcTBe KPUTEPHEB TUATHOCTHKHU 3UTOTHOCTH
OJIM3HEI0B.



bJn3HennoBbLIN METO/1

IIpoueHT cXoacTBa OJIM3HELIOB 110 H3yYaeMOMY
IMPU3HAKY HA3bIBAETCH KOHKOPJIAHTHOCTHIO, 4 IIPOLIEHT
Pa3JaM4Ms - JMCKOPAAHTHOCTHIO. IIpH conmocraBiaeHuun
MOHO3MIOTHBIX U AU3UTOTHBIX OJIU3HELIOB OIPeaeIAT
KOI(PPUIHEHT NAPHOU KOHKOPAAHTHOCTH,
YKa3bIBAKOIIUA HA 0110 OJJU3HENOBbIX Map, B KOTOPbIX
U3y4YaeMblil IPU3HAK NMPOABUJICH Y 000UX NAPTHEPOB.
ITOT KOIP(PUIHUEHT BHIPAKAETCH B NPOLEHTAX UJIU B
H0JISIX eTHHUILI U onpeneaserca mo popmyse: K=C/
C+]1, rme C — 4MCj10 KOHKOPAAHTHBIX nap, /I — yucio
AMCKOPAAHTHBIX Iap.



bJn3HennoBbLIN METO/1

Ipuznaku KonkxopaantHocts, %
MBb b
I'pynna kposu (ABO) 100,0 46,0
IIBeT BoJ1OC 97,0 23,0
IBet ri1a3 99,5 28,0
HHanunispHbie y30pbl 92,0 40,0
IIn3odpenus 67,0 12,1
Caxapubiii 1nader 84,0 37,0
Koconanocrsb 45,5 18,2
TyOepky.e3 66,7 23,0
Kopsb 97,4 95,7
bponxuajbHas actma 19,0 4,8

Tak KaK MOHO3MIOTHbIE 6JII/I3HEH])I HMEIT OAUHAKOBBIN Ir¢HOTHI1, TO
KOHKOPAAHTHOCTDb Y HUX BbIIIC, Y€M Y TU3UTOTHBIX.



bJn3HennoBbLIN METO/1

JJ1sl KOJIMYECTBEHHOM OLEHKH POJIM HACJIEACTBEHHOCTH U CPeAbl B
Pa3BUTHM TOT0 WJIM MHOTO MPU3HAKA 00BIYHO UCIOJIb3YETCH
KOI(pPUIMEHT HACIEAYEMOCTH, BHIYUCIEMbI 10 hopmyJie
XoJbIMHIEpa:

H = KMB(%) - KIIB(%) /100%-KJIB(%)

rae H — koappunuent nacaenyemocru, KMbB - KOHKOpPIaHTHOCTH
MOHO3UTOTHBIX OiM3Hen 0B, K/Ib - KOHKOPAAHTHOCTH AM3UTOTHBIX
Osi3HenoB. Ecim pesyiabrar pacueToB no ¢popmylie XoJablMHIEpPa
NPUOJIUKACTCHA K eJUHULE, TO OCHOBHAA POJib B PAa3BUTHH
NMPU3HAKA NPUHAIJICKUT HACTACACTBEHHOCTH, U HA000POT, YeM
OJIMKe pe3yJbTaT K HYJII0, TeM 00JIbIe POJIib CPea0BbIX (PaKTOPOB.



IHonyJasasMOHHBIA METO/I

MeToabl reHeTUKH NMONYJISIUUA IUPOKO MPUMEHHIOT B
HCCJIeIOBAHNAX YeJI0BEKA /I PelleHU CJIeyIOInX
3a/1a4:

U3Y4YEeHHA YaCTOThI F€HOB, ajljiejied H TeHOTUIIOB B
MONYJSINUH (B T.4. — T€HOB, BbI3bIBAIOIIUAX
HACJIEACTBEHHbIE 00JI€3HH);

AHAJIN3a 3AKOHOMEPHOCTH MYTAIlHOHHOTO MPoIecca B
MONMYJISIIUSIX;

CONOCTABJICHUS POJIM F€HOTHUIIA M CPEAOBBIX (PAKTOPOB
B (popMUPOBAHUM (PCHOTHUIMHUYECCKOI0 MOJUMOP(PU3IMa
YeJI0BEKA M0 MHOTMM MPU3HAKAM, a TAKXKe B
BO3HUKHOBEHHUH 00JIe3HEN ¢ HACIeACTBEHHOM
IPEeIPACIOJI0KEHHOCTHIO.



IHonyJasasMOHHBIA METO/I

B ocHOBe MeTOaa JiexKUT 3aKkOoH Xapau — BanHOepra.
ITOT 3aKOH 0KA3BIBACTCH BIIOJHE NPUTOAHBIM IJIsl
AHAJIN3A TEHETHYCCKHUX MPOLECCOB B KPYIMHbIX
NonyJaAuMax (00JbIIUMH CYUTAOTCHA NOMYJISILUY,
HACUYHUTBIBAIOIIHNE CBbINIE 4,5 THIC. JIIOAEH) I11e UAET
OTHOCHUTEJIbLHO CBOOOIHOE CKpeIIUBAHUE.

CTaTuCTHYeCKUMA AHAJIU3 PACIPOCTPAHECHU A
OTJAEJIbHBIX HACJIEACTBEHHbIX NPU3HAKOB (I€HOB) B
MOMYJISINUAX JIIOAEH B Pa3HbIX CTPAHAX MO3BOJISAET
OIpeIeJUTh ANANTHBHYIO IEHHOCTh KOHKPETHBIX
reHOTHIIOB.



IHHuToreHeTHYECKUM METO/X

- UCIIOJIB3YIOT VISl U3YUYEHUS HOPMAJIBHOIO
KAPUOTHUIIA YeJI0BEKA, a TAKKe NP
TMATHOCTUKE HACJEACTBEHHBIX 3200/1eBaHUM,
CBA3AHHBIX ¢ FTECHOMHBIMUA M XPOMOCOMHbIMH
myTrauusamu. Kpome Toro, aTror Mmeroa
HPUMEHSIOT NIPU UCCIETOBAHUUA MYTAT€HHOIO
NEUCTBHUA PA3JIUYHBIX XUMHYECKUX BElIECTB,
HEeCTUIHMIAOB, HHCEKTUIMIAO0B, JIEKAPCTBEHHbBIX
[penaparos u ap.



JTanbl IUTOTCHETHYECKOI0 METo/1a

KYJbTHBHPOBAHHE KJIETOK
yesa0BeKa (yaue JUuM@oOUnTOB) HA
HCKYCCTBEHHBIX MUTATEJIbHbIX
cpexax;

CTUMYJIAIIUA MUTO30B
¢puroremarruiroTuHuHOM (PI'A);

n00aBJICHUE AJIKAJIONIA KOJXUIIMHA
(pa3pyiuiaer HUTH BepeTeHa
HeJIeHUs ) IJI1 OCTAHOBKHM MUTO03a HA
craaum Mmeraga3spl;

00padoTKa KJIETOK
THIIOTOHUYECKHM PacTBOPOM,
BCJIEICTBHE Y€r0 XpOMOCOMBI
"pacchinaroTces' H JexxaT CBOOOJTHO;

npocroe u 1updepeHunaIbHOE
OKpAaIlllMBaHUE XPOMOCOM;

HU3y4YeHHEe XPOMOCOM 0]
MHKPOCKOIIOM U
¢pororpapuposanue;

BbIpe3aHue 0TAeJNbHbIX XPOMOCOM U
NOCTPOEHHE HANOTPAMM.
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MeTtoab! nuddepeHIMAIBLHOTO
OKpAUIMBAHUSA XPOMOCOM 4Y€JI0BCKA

B 70-e roabl XX Beka ObLIIM pa3padoTaHbl METOAbI

AP epeHNATBHOIO OKPAIIUBAHUA XPOMOCOM
YeJI0BEKA, KOTOPbIE MOKA3aJIH, YTO KaxK/IAas mapa
XpOMOCOM MMeEeT CBOM CreM(PpUIeCKUN XapaKTep
yepeaoBaAHUA HEOKPALIEHHBIX, CBETJIO- U
TEeMHOOKpalmeHHbIX JUCKOB (ITapukckas
KJIaccu(puKanuga XpoMocoM 4yesioBeka). Paspadorka
CHeMAJbHBIX METOA0B OKPACKH 3HAYUTEJIbHO
YIPOCTHJIA PACIIO3HABAHHUE BCEX XPOMOCOM YeJI0BEKa, a
B COBOKYITHOCTH C FeHEAJOrHYeCKUM METO0M U
METOAAMH KJIETOYHOW U TEHHON UHKEHEePHUH 1aJ1a
BO3MOKHOCTb COOTHOCUTH I'eHbI ¢ KOHKPETHBIMH
y4yacTKaMu XpoMocoM. KoMiieKCHOe MpUMeHeHHue ITUX
METOI0B JIEKUT B OCHOBE COCTABJICHUA KAPT XPOMOCOM
YyeJI0BeKaA.



MeTtoan! fudpepeHIInATHLHOTO
OKpPAIIIUBAHMSA XPOMOCOM YeJI0BEKA

Cxemaruueckoe
U300paxeHue
au@pdepeHInAIBHO
OKpPalIEHHBIX XPOMOCOM
YeJIOBEKA COIVIACHO
MEKIYHAPOIHOU
KJIacCupUKAUU




I eHeTHUeCKasA KapTa X-XPOMOCOMBI

MelwedyHaa aucTpodua JiweHHa
MellweyHaa gucTpoduAa Bekkepa

KPOHWYECKAA rpaHynemMaTosHan
fonezHe

BonezHe Hoppu |

)

CuaepobnacTHaa aHemMuAa

CuHApom Aapckora - CKoTTa I—[
emMonuTUYecKan aHemua
ArammarnofbynuHeMua

CuHapom KeHHeau

BonezHe Menuvueyca-Mepubaxepa
CHHApOM ANbNOpPTA
BoneaHe ®abpu
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MMYHHAA HeAOCTAaTOYHOCTE

NumdonponudepatMeHbIA
CHHAPOM
MMyxoTa U anbBUHUZEM
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MxTHO3
HexgaTka cynbhaTtoe B CTEPOMAE NNALEHTLI
CuHapom KanemaHa

MnodocdaTua
MMnomarHuemua
MMazHoN anbBUHKUEM
PawenuHa ceTdaTku

ApTepuaneHaAa runonnasuMa
MMuuepuH-KMHaza aeduuuT

DeduunT OpHUTUHA

HeycToHYMBaA NUIMEHTAUMA
CuHapom Buckotra-Ongpuda
CuHapom MeHkeca

HeuyeCcTEMTENEHOCTE GaHAPOTEHa

Heeponatua Wapko-Mapu-Tyca
PacwenneHue HEHA
CynopoxHaA napannerua

PRPS nogarpa
CuHapom Noy

CuHAapom Newa-Hakxana
HPRT nogarpa

CHHApOM XaHTa
MemodunuAa B

Memodunua A

KPOHWJYECKaA reMonNUTHUYECKaA aHeMKUA
MaHWakaneHo-genpeccueHoe 2abonegaHue
QOcnennexHye ApKUMK LEETaMMK
AlpeHonenkoaucTpoduA
AQpeHOMUEeNOHeBRONATHA

MyckynbHaAa AMcTRodKuA

HecaxapHelt guabeT



MeTtoabl nuddepeHIMAIBLHOTO
OKpPAllIMBAHUA XPOMOCOM 4YeJI0BEKA
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MoJ1eKYJIAPHO-IIUTOICHETHYCCKHE
METO/bI

OCHOBAHBbI HA TEXHOJIOTUU (PIIOOPECIEHTHOMN
ruopuauszamuu in situ (FISH). lna uccaeayemoi
XPOMOCOMBI MJIH €€ YYACTKA rOTOBAT OJJTHOHUTECBOH
yuyactok JHK, k koTopoMy npucoeANHAIOT OMOTHH U
aurokcureHud. Takou "momeuvennplint’ yyacrok JHK
Ha3bIBaeTcHd 30HA0M. Ha MuUKpockonmuueckom
npemnapare in situ geHarypupyrot xpomocomHuyr JJHK
IIEJOYHOM 00padOTKOM, TO eCTh Pa3pbIBAIOT CBA3HU
me:xay asymsa nenouxkamu JIHK. Ipenapar
00padarTbIBaIOT 30HAOM. TaK Kak MoCjaea0BATEJIbHOCTD
HYKJICOTHI0B 30H/1a M COOTBETCTBYIOIIEI0 Y4ACTKA
UCCIIeyeMO XPOMOCOMbI KOMILJIEMEHTAPHBbI, TO 30H/1
MPUCOCTUHACTCH K XpoMocome. B 3Tom yyacTke
npoucxoaur penarypauus JHK.



MoJ1eKYJIAPHO-IIUTOICHETHYCCKHE
METO/bI

Janee npenapar o0padarbIBalOT CTPENTOBUANHOM
(BeecTBo, H30UPATEJIbHO PUCOCANHAIOLIEECH K
OMOTHHY) M AHTUAUTOKCUTEHUHOBBIM AHTUTEJIOM
(M30UpaTeIbHO NPUCOCAMHACTCH K JUTOKCUTeHUHY). K
3THUM BelleCTBAM NPUCOCTUHAIOT (JIIOOPECIEHTHDbIE
KpacuTeJu (POAAMHUH - KPACHBIM LBET WM
(iroopecuieMH - 3eJieHbIN 1BET). B cnenuajabHOM
JIIOMHHECHEHTHOM MHUKPOCKOIIE XOPOIIO BUTHbI
OKpallleHHbIE XPOMOCOMbI HA (pOHE HEOKpalIeHHbIX. C
nomoumb0 Metoaa FISH moxHo onpenensith
JIOKAJIU3AIUI0 TEHOB B XpPOMOCOMAX U BCe
XPOMOCOMHBIE adeppanuu.



MoJ1eKYJIAPHO-IIUTOICHETHYCCKHE
METO/bI

24-nBerHast FISH
XPOMOCOM YeJIOBEKA: a -
MeTadasHas MJIACTUHKA;
b - packiaaaka
XPOMOCOM.

(u3 Py6rioB H. b., Kapambimera T. B. Becth.
BOT'uC, 2000).



bunoxumuueckmnue MeTOIbI

HacieacrBeHHble 3200/1eBaHUs, KOTOPbIE
00yCJIOBJICHbI TCHHBIMU MYTAIMAMM, U3MEHAIOIIMMHU
CTPYKTYPY WIH CKOPOCTh CHHTE3a 0€JIKOB, 00BIYHO
CONPOBOKIANTCHA HAPYLHICHUEM YIJIEBOAHOIO,
0€JIKOBOI0, JIUITUJTHOIO U IPYrUX TUIIOB 00MEHA
BemecTB. HacieacreeHuble ae(peKThbl 00MEHA MOYKHO
AMATHOCTHPOBATH MOCPEACTBOM ONpeae/IeHUs
CTPYKTYPbI H3MEHECHHOT0 0€JIKA WJIM €r0 KOJU4eCTBA,
BbISIBJICHUA Je(PeKTHBIX (DEPMEHTOB MJIM O0OHAPYKEHUA
IPOMEKYTOUYHBIX MIPOAYKTOB 00MEHA BEelIeCTB BO
BHEKJICTOUHBIX KMUAKOCTAX OpraHu3Ma (KpoBu, Moue,
moTe M T.1.)



bunoxumuueckmnue MeTOIbI

KpoMe BbISIBJICHUSI TOMO3UIOTHBIX HOCUTEJIEH
MYTAHTHBIX I'€HOB CYHIECTBYIOT METOAbI BbISABJICHUA
reTepPoO3UroTHbIX HOCUTEJIEH HEKOTOPBIX peleCCUuBHbIX
reHOB, YTO 0COOEHHO BAKHO IPH METUKO-
reHETUYEeCKOM KOHCYJIbLTUPOBAHUM.

Tak, y peHOTUIIHYEeCKN HOPMAJIbHBIX IeTEPO3UIOT 110
(peHUIIKETOHYPH M MOCJIE MPpUeMa (PeHNITATAHNHA
00HAPYKUBAETCHA MOBBILIEHHOE €r0 COAEPKAHUE B
KPOBH.

Ilpu reMmo(puJINN reTePo3uroTHOEC HOCUTEIHLCTBO
MYTAHTHOI'0 IF'eHAa MOKeT ObITh YCTAHOBJIEHO €
IMOMOIIBIO OIIPeae/ICHUSI AKTUBHOCTH (pepMeHTA,
U3MEHEHHOI'0 B pe3y/jbTare MyTaluu.



MoJiekyJasapHO-TeHeTHYECKUE
METOAbI

- MO3BOJISIIOT AHAJIU3UPOBATH (PpaArMeHThI
JTHK, HaxXoaquTh ¥ U30JJUPOBATH OT/AEJIbHbIE
I'eHbl U UX CerMEHTHI U YCTAHABJIUBATH B HUX
IOCJIeA0BATE/IbHOCTD HYKJICOTH/I0B.



MoJiekyJasapHO-TeHeTHYECKUE
METOAbI

Meton kionuposanusa IHK mo3BoJisier u30;1upoBarhb
OTJeJIbHbIC TeHbI WA UX YaCTH, CO31aBaATh
HEOIPAHUYCHHOE KOJTHUYECTBO UX KOIUH,
TPAHCKPUOUPOBATH M TPAHCJIUPOBATH U30JIMPOBAHHBIEC
FeHbI, YTO CTAJIO BO3MOKHBIM 0J1arogaps OTKPbITHIO
(pepMeHTOB - pecTpuKTa3. ITH pepMeHThI "'y3HAIOT"
Ceu(PUUYECKYI0 OJIMTOHYKJICOTHIHYIO
nocJie0BareibHOCTHL B AByXHUTEeBOM HK M
pa3pe3arT ee B JaHHOM MecTe - cauTe. PazHblie
PECTPUKTA3HI PACIIO3HAKT Pa3IMYHbIC
MOCJICI0BATEJIHLHOCTH HYKJI€0TUA0B U paspe3awt JHK
B Pa3HbIX canTax.



MoJiekyasipHO-TeHETHYCCKUE
METOIbI

JJ1s1 moJty4eHu st 10CTATOYHOTO
kosnuecTtsa ¢pparmenroB JJTHK
HCIOJIb3YeTCH MoJIUMepasHas
nennas peaxkuus (IIL[P) - meTon
CeJIEKTUBHON aMIIM(pUKAIUH
oTaebHbIX pernoHos JHK
MOCPeACTBOM MMHUTAIIMH in Vitro
pemsukanuu JITHK.

s nposenenus I[P
HE00X0AMMO HAJTMYHUSA
npaiMepoB (MPSAMbIX -
«Forward» n o0paTHbIX -
«Revers»), Taq-noiumepassi,
cMecH

Ae30KCUHYKJIeoTuaTpudocharon
(dATP, dTTP, dGTP, dCTP),

Oydep u onpenesnsiembid 00pa3zen.

Craguu metoaa MLP J

1. Beigenenie AHK j g

2. Amn nibrikauma

3. Jereruin
B arapoiHoM rene

OTPHLATE MEHEH

OTMLATENLHSIS
PasLEl



Metoa 1111 P

Metoaom III[P moxkHO cuHTe3upoBaTh pparment JHK
in Vitro ¥ NOJY4YUTh €ro Kak XUMHYECKH YHUCTOE
BellecTBO. /IJIsi CMHHTE3a MCIOJIb3YIOTCHA KOPOTKHE
cuanrernyeckue orpesku HK, Ha3piBaembIe
npanMepamu (3arpaBka ajda cuHTe3a). C 3’-koHna
npaiiMepa HauuHaercda cuHTe3 pparmenra JIHK no
MATPUYHOU HUTH, HA KOTOPYIO OH OT/KUTAETCH
(mpuJMnaeTr Npu KOMIJIEMEHTAPHOM B3aMMOACCTBUM
MEKAY HYKJICOTHAAMU NpaiiMepa U MAaTpUIbl). 3a OAUMH
uuka gocrpoiku JIHK u3 asyx nuren JTHK moay4qaror
4. B caeayromeM HUKIE U3 4 HUTEH NMOJYYUTCH yxe 8 U
T.J. KaKabId MUK 32aHUMAET HECKOJIbKO MUHYT. 3a 3()
uukJI0B [P HyKHBII (pparMeHT pa3sMHOKUTCA B 1
MUJLIMAP] Pa3, YTO MO3BOJIAeT HAOII0AATH (parMeHT
(mocJie OKpacku).



MoJiekyJasapHO-TeHeTHYECKUE
METOAbI

s BeisABJIeHUA cnienuuueckux ¢pparmentos JJHK
UCNOJIb3YyeTCs MeTo 010T-ruopuau3anuu no Caysepny.
ITa METOAUKA COCTOUT U3 CJCAYIOIIMX ITANOB:

[0CJIe OKOHYAHUS YJIEKTpodope3a rejid moMeIaKwT B
LIECJIOYHOU PACTBOP AJIA AeHATYpaAlMU (PparMeHTOB
JHK - monyuarwt ogHouenovyeunsie JIHK;

onHouenouyeunbsie /IHK BbIMBIBAIOT U3 rejist HA
HUTPOUEJIJIIOJI03HbIA UJIH HEUJTIOHOBBIN (PUILTPLI
NePHeHIUKYJISIPHBIM MOBEPXHOCTH I'eJisi TOKOM
Oydepa; onHouenoyeynbie pparmentsl JJTHK
(puKCUPYIOT HA PUIABTPE;



baor-ruopuausanusa no CaysepHy

leHomHas OHK

JJIS1 BU3YaJIbHOTO BbISIBJICHUS ))
HY>KHBIX ()parMeHTOB NPOBOAAT |
ruOpUAN3aLMI0 UCCIETYeMOTro Recipcean
o0pasua co cnenupuIecKuM 1o PR
HYKJICOTHIHOM MOCJIeI0BATEIbHOCTH L §
MEYEHHBIM PAIMOAKTHUBHO UJIN e
(droopecieHTHOM METKOM

OJIMTOHYKJICOTHAHBIM

CHHTETUYECKHUM 30H/I0M; kot

PaJMOAKTUBHO MEYECHHbIE YYACTKU el i
BbISIBJISIIOT MIyT€M JKCIIOHUPOBAHUS
(GuiabTpa ¢ pEHTreHOBCKOM MJICEHKOU
(ayropanuorpadms);
(¢roopecueHTHBIE METKH BbISIBJISIIOT
B JIOMHHECLHEHTHOM MHUKPOCKOIIE.

ITOT METO] MO3BOJISIeT O0HAPYKUTH
eﬂHHCTBeHHbIﬁ I'€H CP€IN I1€CATKOB PanuoasTorpamma
THICHY. =
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