®EAEPANBHOE NOCYAAPCTBEHHOE BHOAXKETHOE
OBPA30BATEAbHOE YYPEXKAEHUE

BbICLLUErO O6PA30BAHUA

«BOATOTPAACKWUUN TOCYAAPCTBEHHbBIN
MEAWUUHCKUN YHUBEPCUTET>

MWHUCTEPCTBA 3APABOOXPAHEHUA
POCCUNCKOUN GPEAEPALUN

TEMA; MUKPOCATEAAUTHbBIN AHAAUS.

CtypaeHTka 301rp. CanoBa Buktopusa BanapaumMmupoBHa
[lpenopaBatenb AHTOH AAeKCaHAPOBKY 3aMapuH



LEAD;

O3HaAKOMAEHNE C MUKPOCATEANNUTHDBIM
dHAANU3OM.

BbIABUTb, YTO ABAAETCA MUKPOCATEAAUTHBIMU
NOKYCaMM, ECAU PaA3HMLA MEXAY TAKUMMU
AOKYCaAMU U anNEATMMU

PACCMOTPETb KAKUMU CBOMCTBaMU 0DAAAGIOT
MUKPOCATEAAUTHBIE AAAEAU U UX CTPYKTYPY.

PACCMOTPETb, B KAKMUX chepax NpUMeHaeTcs
METOA



1, UTO ABAAETCHA MUKPOCATEAAUTAMUA?

MukpocareannmTtbl/SSR - yyactok AHK ¢
onpepAeNeHHOW TEHOMHOM AOKaAU3aLUMEN,
COAEPXALLMN KOPOTKUE TAHAEMHbIE NMOBTOPbI.

B 3aBMCMMOCTM OT AAMHbI NOBTOPA
MUKPOCATEAAUTBI KAACCUPULMPYIOT Ha AOKYCbI C
MOHO-, AW-, TPU-, TETPA-, NEHTA-, U
reKCaHyKAEOTUAHBIMW MOBTOPaMM.



1, UTO ABAAETCHA MUKPOCATEAAUTAMUA?

Xpomocoma 15
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Puc. 2. Mukpocarennuthsiii jokyc FES/FPS.

Jlokyc FES/FPS, coctosummii u3 cepun TetpaHykieotuaHbix moropoB ATTT, cogepkutcs B HHTPOHE C-NPOTOOHKOreHa
fes!fps. Ha pucyHke 1aHa HyK/IeOTHIHAA TOCeA0BaTeNbHOCTS Mexkay nosuumsamu 4701 u 4770, rae pacnonararorcst OBTOp.I
ATTT (nonHast ymHa rexa fes/fps npesbimaer 12 tvic. nap Hykneotnyos). Jlanustii FES/FPS-annens umeer |1 nostopos.



1.1.CBOUCTBA MUKPOCATEAMMUTHbIX
NOKYCOB.

1. B oueHb BOAbLLOM KOAUUYECTBE PacCesHbl MO rEHOMY;

2. B 0CHOBHOM NOKaAM30BaHbl B HEKOAMPYHOLLMX PETMOHAX reHOMa.
OHU MOTYT CAYXWUTb KOAUPYIOLLUMWU UAWN PETYAATOPHBIMU IAEMEHTAMM.

3. XapakTepHa bbicTpas 3BoAOLMA. CKOPOCTb CIOHTAHHOTO
MYTUPOBAHUA MUKPOCATEAAUTHbBIX AOKYCOB COCTaBAAIET OKOAO 102 -
104 Ha AOKYyC 3a NMOKOAEHUE

4. ObrapatoT MEHAEAEBCKUM KOAOMUHAHTHBbIM HAaCAEAOBAHMEM.

5. MukpocaTeA\UTbl OAUHAKOBbI Y BAU3KUX BUAOB, UTO MO3BOASAET
MCMNOAb30BaTb OAHU U TE XE NpanMepbl.

6. AN aHaAM3a MUKPOCATEAAUTOB TpebyeTca oueHb Manoe
KOAMYECTBO KPOBU UAU KAKON-AMBO TKaHU OpraHn3ma.

/. BoamoxeH aBTOMaTI/I3I/IpOBaHHbII71 dHAaAU3 MUKPOCATEANNNTOB.



2. MUKPOCATEAMMUTHDBIE AAMAEAU U UX
ONPEAEAEHUE B TEHOME YENOBEKA.

KonwyecTso onvcasHbix STR

40 t

10

MeneTvyeckan xapta (8 MopraHuaax)

120

PacnpeaeneHue
OoXxapaKrepu3oBaHHbIX
MUKPOCATEAUTHbIX
AOKYCOB MO XpOMOCOME
15 uyenoBeka; U3 Hero
BMAHO, 4YTO
MUKPOCATEAAUTDI
BCTPEeYatoTCcHa BO BCEX
CerMeHTax XpomMOCOMbl.



2. MUKPOCATEAMMUTHDBIE AAAEAU U UX
ONPEAEAEHUE B TEHOME YENOBEKA.

Yncno annenen B dyTOCOMHDbIX AWHYKNEOTHAHBIE NOSTOPLI
MWUKPOCATEAAUTHbBIX AOKYCaX C =
AN-, TPU- U =
TETPAHYKAEOTUAHBIMU
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2.1. BbisBA€HHUe MUKPOCATEAAUTHDIX
dparmMeHToB

MukKpocaTteAAUTHbIM aHaAU3- U3yYEHUE TaHAEMHbIX NoBTOpOoB AHK
Ob6bEKT UCCAEAOBAHUA:

[ToBTOpAOLLMECA NOCAEAOBATEABHOCTU FrEeHOMa (AU-, TPU-,
TETPaHYKAEOTUAHbIE)

[1penmyLLEeCcTBa:
[lpocToTa U AoCTynHOCTbL MeToaa [1LUP
BbicOKas retepo3nrotHoCTb (Bblile 80%)
BblCOKMM noAMMOPOU3M (BoAee UEM ABA AAAENS)

HeobXx0AMMOCTb UCMOAb30BAHUA AAA AMATHOCTUKU HECKOABKMX
MapKepoB

[TpaBUABHOE PACNOAOXEHMNE MapPKEPOB B paOHE HAUMEHbLLETO
NnepeKpbiBaHUA BCEX AEAELIUI

PacnonoxeHne mapkepoB pAAOM (MAU BHYTPW) TAABHOIO reHa-
KaHAMAATA

CAOXHOCTb:

TwateAbHaa HayyHaa pa3paboTka CUCTEMblI MAPKEPOB AO CO3AaHUSA
U3 Hee AMarHOCTUYECKOW CUCTEMbI MapKEPOB



2.1. BbIABAEHUE MUKPOCATEANUTHDIX
OPAIMEHTOB

AHaAU3 UHAMBUAYAAbHbBIX MUKPOCATEAAUTHbIX
AOKYCOB OCYLLECTBAAIOT ¢ nomoLbto [TLP-
aMNAUOUKaLUKU, UCNOAB3YS NMPaNMEpPHI,
KOMMNAEMEHTaAPHbIE YHUKAAbHbIM
NOCAEAOBATEABHOCTAM (AOMEHAaM), KOTOPbIMU
GAAHKUPOBAH KaXXAblt MUKPOCATEAAUTHBIN AOKYC.
Aanee anekKTpodope3om B MOAMAKPUAGMUAHOM
rene ONPEeAENSIOT «pa3Mep» ero aAAeAen,

CpaBHMBaA ¢ HAOOPOM CTAHAAPTHbLIX PPArMEHTOB
AHK 1M3BECTHOM AAUHDI.



2.1. BbIABAEHUE MUKPOCATEANUTHDIX
OPAIMEHTOB

[Mpu co3paHmn SSR-MapKepoB npanmepbl NOADUPAIOTCS
TaKnuM 06pa3om, YToObl OHU ObIAK
BbICOKOCMNELUPUYHBIMU U B UAEANE UMEAU OAUH CaAUT
CBA3bIBAHUSA B FTEHOME UCCAEAYEMOIO BUAQ, T. €. ObIAK
MOHOAOKYCHbIMU. B cAyuae, koraa reHom BASIETCSH
MOAUMAOUAHBIM, KOAMUECTBO CAUTOB CBSA3bIBAHUS MOXET
yBeAnUuMBaTbca. Mapkep, COOTBETCTBEHHO, OYAET
MOAUAOKYCHbIM. AASE BoAbLLETO yAODCTBa B paboTte
npanmepbl NOADMPAIOT C yUETOM TOrO, YTOObI pa3mep

SSR-annenen Haxopauacs B npepenax okono 100-300 n.
H.

MecTtononoxeHue SSR-mapkepoB B reHOME YTOUHAETCA C
NOMOLLbHO FEHETUYECKOTO KapTUPOBAHMUS.



3. IPUMEHEHUE MUKPOCATEAMUTHOIO
AHAAUSA.

AaHHbIM METOA aHaAU3a UMEET LLUMPOKOE
npUMeHeHue B pa3AnYHbIX chepax. OH
MCMOAb3YIOTCHA B Pa3AUYHbIX TEHETUYECKUX
NccAepOBaHUAX. UMeeT LWMpOoKoe NpUMeHeHne
NpU OLEHKE reHETUYECKOro

Pa3HO0bpPa3nA CEAbCKOXO3AMCTBEHHbIX BUAOB P
aCTEHWUU U XXMBOTHbIX, B CYyA€OHO-MEANULIMHCKOWN
SKCMEepTr3e, a Takke B MEAULIUHE.



https://ru.wikipedia.org/wiki/%D0%A1%D0%B5%D0%BB%D1%8C%D1%81%D0%BA%D0%BE%D0%B5_%D1%85%D0%BE%D0%B7%D1%8F%D0%B9%D1%81%D1%82%D0%B2%D0%BE
https://ru.wikipedia.org/wiki/%D0%9A%D1%83%D0%BB%D1%8C%D1%82%D1%83%D1%80%D0%BD%D1%8B%D0%B5_%D1%80%D0%B0%D1%81%D1%82%D0%B5%D0%BD%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%94%D0%BE%D0%BC%D0%B0%D1%88%D0%BD%D0%B8%D0%B5_%D0%B6%D0%B8%D0%B2%D0%BE%D1%82%D0%BD%D1%8B%D0%B5

3.1, MIPUMEHEHUE B CYAEBHO-MEAULIUHCKOM
IOKCMNEPTUSE.

[EHOTUNMPOBAHME NMPOBOASAT MO ABYM UAU AaXeE
TPEM napam npanmmepon. AeAaroT 310 NOTOMY,
YTO HE UCKAKOUYEHA MYyTaLUA B PanoHe
npanmMmepa, accCoummMpoBaHHas C
ONpPeAENEHHbIM aANEAEM, MPU STOM
aMNAMPUKaLMA 3TOMO0 aAAEAS] HEBO3MOXHaA — OH
BeAET cebs Kak HEOOHapPY)XMBaAEMbIN «HYAb-
anNeAb».



3.2.1lpumeHeHne megmuuHe.

MukpocaTteAAUTbl PEAKO BCTPEYALOTCH BHYTPU
reHOB, HO ECAU BCE-TAKM 3TO NMPOUCXOAMT, TO B
pe3yAbTaTe yalle BCEro BO3HMKAET 3aboneBaHME.
YBEeAUYEHME YNCAa NOBTOPAOLLMXCA SNAEMEHTOB
MUKPOCATEAAUTOB, AOKAAM30BaAHHbIX B 9K30HaX, B
HETPAHCAUPYEMBbIX UAU PETYAATOPHbIX Y4aCTKOB
reHOB, MOXET ObITb NPUYUHOU PA3BUTUA HEKOTOPbIX
3ab0AeEBaAHMU Y UEAOBEKA. K UNCAY TAKUX
3aboneBaHWK OTHOCATCSA: 6OAE3Hb

XaHTUHITOHA, CNUHaAbHO-6yAbbapHas aMUOTPODUS
KeHHeAU, cnuHouepebenrsipHas atakCcusa, CUHAPOM
AOMKOM X-XPOMOCOMbI, atakcus puapenxa,
MUOTOHUYecKaa Auctpooua 1-ro n 2-ro TUNoB..



https://ru.wikipedia.org/wiki/%D0%AD%D0%BA%D0%B7%D0%BE%D0%BD
https://ru.wikipedia.org/wiki/%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C_%D0%A5%D0%B0%D0%BD%D1%82%D0%B8%D0%BD%D0%B3%D1%82%D0%BE%D0%BD%D0%B0
https://ru.wikipedia.org/w/index.php?title=%D0%91%D0%BE%D0%BB%D0%B5%D0%B7%D0%BD%D1%8C_%D0%9A%D0%B5%D0%BD%D0%BD%D0%B5%D0%B4%D0%B8&action=edit&redlink=1
https://ru.wikipedia.org/wiki/%D0%A1%D0%BF%D0%B8%D0%BD%D0%BE%D1%86%D0%B5%D1%80%D0%B5%D0%B1%D0%B5%D0%BB%D0%BB%D1%8F%D1%80%D0%BD%D0%B0%D1%8F_%D0%B0%D1%82%D0%B0%D0%BA%D1%81%D0%B8%D1%8F
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%BD%D0%B4%D1%80%D0%BE%D0%BC_%D0%9C%D0%B0%D1%80%D1%82%D0%B8%D0%BD%D0%B0_%E2%80%94_%D0%91%D0%B5%D0%BB%D0%BB
https://ru.wikipedia.org/wiki/%D0%90%D1%82%D0%B0%D0%BA%D1%81%D0%B8%D1%8F_%D0%A4%D1%80%D0%B8%D0%B4%D1%80%D0%B5%D0%B9%D1%85%D0%B0

4. MPUYUHA OTCYTCTBUA HOMEHKAATYPDI
MUKPOCATEANUTHDBIX AOKYCOB.

Ha3BaHue STRAOKyca MOXET ObiTb CBSA3aHO C TEM
reHOM, B KOTOPOM OH HaxoAUTCA (Hanpumen,
FES/FPS)

MOXET OTpaXaTb XPOMOCOMHYIO AOKaAU3aALIUIO U
onpeAeneHHbIM Homep (Hanpumep, D11S1986 B
xpomocome 11 n DYS392 B Y-xpomocome).

MOXET ObITb Pa3HbIM 0003HAUYEHUE MOBTOPA
(Hanpumep, ATTTuan TTTA, a ncxoaa U3
HYKAEOTUAHOW NMOCAEAOBATEABHOCTH
KOMIMAEMEHTAPHOU LUENU — elle U Kak AAAT nau
TAAA)



9. CAOXKHOCTb CTPYKTYPbI
MUKPOCATEANUTHDBIX AOKYCOB.

CTPYKTYpPa MUKPOCATEAAUTHBLIX aANEAEN MOXET
ObITb PA3HOW CAOXHOCTU U UMETb BapuaLlmn Kak
Mo y4yacCTKy C NOBTOpaMu, Tak U BO
GAAHKMPYHOLLIUX MOCAEAOBATEABHOCTAX.

BOABLUMHCTBO aAAEAEU C MPOCTbIMKU MOBTOPAMMU
[AATG]n, HO HEKOTOPbLIE €ro anAeAn UMELOT
BoAEeEe CAOXKHYIO CTPYKTYPY, Kak, Hanpumep,
[AATG]:ATG [AATG]; nan [AATG]ATGIAATG],.



9. CAOXKHOCTb CTPYKTYPbI
MUKPOCATEANUTHDBIX AOKYCOB.

5'..CCAACTCTCATCTGTATTATCTATG TGTGTGICTGTCTGTCTGTCTGTCTGTCTAT
CTATCTATCTATCTATCTATCTATCTATCTATCTATCTATCTATCATTATACCTACTTCTGTA
TCCAACTCTCATCTGTATTATCTATG TATCTGTCTGTCTGTCTAT CTATCTATCTAT
CTATCTATCTATCTATCTATCTATCTATCCCTCCCTCTATCAATCTATCTATTTATCTA
GCAGTCCATCATCTATCTATGACATTCTTCTGCTACTCAGGGATAATTGTGTTCCTCA
AGTAACACTTGGCAATGTCTGGAAACAATTTTGGCAGTTGCACTGGGATGGGTGTTC
TCGCATCTGGTGGGTGGAGATAAGA. .3

Puc. 5. Ctpykrypa nokyca DYS3891/11.
JUis ananu3a Asyx 4acreli 9Toro J0Kyca, B KazkaoM U3 KOTOPsIX Hab/MOAaeTCA BapHadeILHOE YHCIO OBTOPOB, HCNONL3Y -
0T KaK BHCIIHNC, TaK M BHYTPEHHHIT npaiiMepsl.

Takue CAOXHbIE NOKYCbl HEPEAKO pa3buBaroT Ha
4acTWh, COOTBETCTBYOLLME CBOUM rpynnam
MOBTOPOB, KOTOPbIE 3aTEM aHAAU3UPYIOT
Pa3AEAbHO C MCNMOAB30BAHUEM KaK
OKAUMASIOLLMX, TAK U BHYTPEHHUX MPanMepPoB



SAKAKOYEHUE

O3HaKOMWAUCH C MWUKPOCATEAANUTHBIM aHAAN3OM.

BbiABUAK, UTO ABAAETCA MUKPOCATEAAUTHBIMU AOKYCh
ABASIOTCH 0cobbIMU Mapkepamu AHK, obrapato UMK
bonee TOHKOM CTPYKTYPOM, MO CPABHEHUIO C
aAAO3UMHbIMMU.

MUKPOCATEAAUTHBIMU ANOKYCbl UAU aAAEAM OOAAAGIOT
CAOXHOMW CTPYKTYPOU, HE UMELIOT EAUMHON HOMEHKAATYPHI.

AaHHbIM METOA aHaAU3a UMEET LUMPOKOE NMPUMEHEHUE B
Pa3AMYHbIX chepax. Ero npMmMeHsoT B CEAbCKOM
XO35IUCTBE, 3BOAOLIMOHHOM U NMONYASLMOHHON FrEHETUKE,
a TakXke B cyAebHO-MEeAMLMHCKOM 3KCMEPTU3E U
MEAULUHE.



