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CHOucok CokparnieHuil:

Indel — Insertions and Deletions — uHcepHHOHHO—AEICIIMOHHBIN MTOJIUMOP(HU3M UK THIT
MyTaIuu

LINE — Long Interspersed Nuclear Elements — niauHHbBIC JUCIIEPTHPOBAHHBIC TOBTOPHI

SINE- Short Interspersed Nuclear Elements — kopoTkue qucrieprupoBaHHbIC TIOBTOPI

SNP — Single Nucleotide Polymorphism — numerorre 3aMETHYIO 4aCTOTY B HOIYJISIHH
HOJTMMOPQHBIE MYyTallU{, BO3HUKAIOIINE TIPH OTHOHYKJIEOTHAHBIX 3aMEeHax

STR — Short Tandem Repeats — kopoTkHe TaHIeMHBIE TIOBTOPBI, THIT IOBTOPSIOIIMXCS
3JIEMEHTOB TeHOMa

MI'M — MoneKynsipHO-—TEHETUYECKUI MapKep

MD — MOOMIIBHBIE 3JIEMEHTHI

1. 0. — IIap OCHOBAHUA

[TIIP— nonumepa3Has uenHas peakius

T. 1. 0. — THICSIY TTaP OCHOBAHUIA

L@ — uenTpudyrupoBanue



Bsenenue

OIHO W3 KpYIMHEWIIMX HANpaBICHUW COBPEMEHHON T€HETHMKH — H3Y4YEHHUE CTPYKTYPHOU U
(GyHKIMOHATBHON BapHaOeNbHOCTH TEeHOMa uenoBeka. OTpOMHBIM UMIYNbC K Pa3BUTHIO 3THX
WCCJIEIOBAHUI Jlajy 3aBEpLICHUE MEXIyHapoaHoro npoekta ['enHom YenoBeka M MOSBIEHUE
HOBeHmMXx MeronoB cekBeHupoBanus JIHK. Ompenenenne TeHETUYECKHX OCOOCHHOCTEH
WHJIUBUJIOB M PA3IUYHBIX TPYII JIIOAEH HMMEET Ba)KHOE TEOPETUYECKOE 3HAYEHUE U IIMPOKOE
[IPAKTUYECKOE IMpUMEHeHHe. Tak, Hampumep, CpaBHEHUE TI'E€HETHMUYECKOH CTPYKTYpbl OTIEIbHBIX
HApOJHOCTEH IO3BOJSIET PEKOHCTPYUPOBATH HCTOPHIO (OPMHUPOBAHUS M PACCEICHHS KPYITHBIX
ATHOCOB. MeAMKO-TEHETHYECKHE HCCIEIOBaHU MAaIlMEHTOB C OINPEACICHHBIMU 3a00JIeBaHUSMHU
MO3BOJIAIOT BBISIBUTH CIEKTP aJljiesied, SBISIIOIIMXCSA (aKTOpaMu pUCKA WIM T€HETUYECKOM
IIPEAPACIIONIOKEHHOCTH.

Ceiluac MOXHO BBIABJISATh PA3JIUYUs CTPYKTYpbl TE€HOMA pa3HbIX JIIOACH MpSIMbIM
cekBeHupoBaHueM o0pas3noB uHauBuayainbHoit JIHK. Opnako Takoil mojaxoa octaercs KpanHe
JOPOroCTOSILMM M TpynoeMKuM. [loaTomMy s MacCoOBBIX HCCIEIOBAHMI 4Yalle HCIOIb3YIOT
HaOOpBl MOJIEKYJISIpHO-T€HETHUeCKUX MapkepoB (MI'M), mo3Bossitomive BBISICHUTh IEPBUYHYIO
ctpykrypy AHK cepun BapmabenbHBIX y4acTKOB I'€HOMa y KaXKJIOTO 4YelOBeKa U3 00cieayeMoit
TPYIIIIBIL.

[Monmumopdubie nucepuuu Alu perposiemenToB otHocsTes K indel Tumy mapkepos. Mx obiee
KOJINYECTBO B TE€HOME 4YeJOBEKa OIeHMBACTCS B 1,5-2 THICAYM KOMHIA, pacIIOIIOKEHHBIX B Pa3HBIX
Y4acTKax BCEX XPOMOCOM YeJIOBEKa

Mbl  mocTaBMAM  CBOEH  LENbI0 M3Y4YEHHE TI'eHETUYEeCKOH  BapualOelbHOCTH U
WHAUBUAYAJIbHBIX OCOOEHHOCTEW TIeHOMa OrpPaHWYEHHOW BBIOOPKH 3/J0POBBIX JIOHOPOB,
BKJIIOYAOIIEH MOHO3UTOTHBIX OJIN3HEIOB.

Jnst nocTukEeHns TpeACTAaBICHHOM €N MBI BBIACIIMIIM CJIECAYIOIINE 33/Ia4H:
1) OcBoenue MeToa npoBeeHus reHomHoi PCR
2) posenenue cepuiinbix PCR ¢ ucnonb30BaHreM WHAWBUAYaTbHBIX TeHOMHBIX JJHK
OrpaHUYE€HHON BHIOOPKHU 37J0POBBIX JTOHOPOB, BKIIIOUAIOIIEH JBE Mapbl MOHO3UTOTHBIX
OJIU3HEIOB;
3) PexoHCTpYKIHUS MX TEHETHUECKUX MacnopToB o Alu-uHcepiusw;
4) CpaBHEHHUE JPYT C APYTOM FCHETHYECKUX MACTIOPTOB OJIM3HEIOB M FCHETHYECKUX MAcIOPTOB
JIIOJIEH, HE COCTOSAIIUX B POACTBEHHBIX OTHOIICHUAX.



O0630p nuTEpaTYpHI

Mounekynsapao-renernueckuii mapkep (MI'M) — »sto dparment JIHK ¢ wusBectHOM
CTPYKTYpOH (HYKJIEOTHIHOW IOCIIE0BATEIbHOCTBIO) U U3BECTHBIM II0JIOKEHUEM B reHome. 1lo
CTPYKType MapKepbl MOTYT ObIThb OJMHAKOBBIE Yy BCEX JIIOJICH, @ MOTYT Y pa3HbIX WHIMBHUIOB
NPUCYTCTBOBATh B PA3HBIX BapHaHTaX. B Takux ciiydyasX OHU Ha3bIBAIOTCS MOJIUMOPQPHBIMHU.
MI'M - HagexHbId CHOCO0 TEHETHMYECKOW WISHTU(UKAIMKA JIMYHOCTH, TPUMEHICMBIH,
HANIPEMEpP, B KPUMHHAIACTHKE ', IJ[¢ IIMPOKO IPUMEHSIOTCS METOJIBI, OCHOBAHHBIC HA
ucnonp3oBanuu noaumopdueix STR (short tandem repeat). K nacrosiieMmy BpeMeHH Ha OCHOBE
STR yenmoBeueckoro reHOMa CO3JaHbl MHOTOYHUCIICHHBIE W Pa3HOOOpAa3HbIE MYJIbTHAILICIEHBIC
nonuMop(dHbIE  MapKephl, KOTOpble HamMHOro Oosiee HWH(GOPMATUBHBI, YeM OOBIYHBIC
ouamnensubie MI'M.

JpyruM TUIIOM MapKepOB MOTYT SIBJISTHCS, HANPUMEP, PA3NIUYHBIE BUIBI HWHCEPIIMA.
WHcepuyu — THII MyTaluu, TPA KOTOPOM TPOHMCXOAMT BCTPAWBAHUE OJHOTO WIJIM HECKOIBKO
HYKJICOTHI0B. [IpOTHBOIOIIOKHBIM TUIIOM MYTAIlMH SIBISIOTCA JAENCIUH (BbIMAJEHUE OIHOTO
WM HECKOJIbKUX HyKJeoTHoB). OOIiee Ha3BaHUE JJIsl TAKUX M3MEHEeHui reHoma — indels (ot
anri. Insertions and Deletions). Bo3HuKHOBEHME HHCEPLUI MPOUCXOANUT BO BPEMS PEILTHKAIIUH
HYKJICOTUJIOB U3—3a BBIICTINBAHUSA HpaﬁMepa[g]. Indels Bo3HMKAIOT ¢ MOBBIIIEHHOI YacTOTOH B
TOM YacCTH TeHOMa, T]Ie TIO0CIEeI0BATEIbHOCTH COAECPKAT MOBTOPSIOIINECS HYKJ'ICOTI/II[LI[l].

MoOwibHBIE 3JEMEHTHI SIBJISAIOTCA 0CoObIM TunoM indels u nemsarcs wa Tpu THMNA:
perpoanementsl SINE (short interspersed nuclear elements), LINE (long interspersed nuclear
elements) u LTR (long terminal repeats).

Alu—peTpoasieMeHTHI SBIISIOTCS CaMbIM OOJIBIIUM CEMEHCTBOM Cpean TeHeTHuecknx MD.
Camu MD cocTaBisitoT anMe[gHo 45% udenoBeveckoro reHoma, u mpumepro 10% renoma
npuxoautcs Ha Alu— nucepin 1

JeranbHplii  aHAIN3 crpyktypel  PHK  Alu-perposnementa mokaszan,  4TO
npemmectBeHHrukoM Alu  6su1 ren  7SL PHK, mnpoaykr koToporo o0Opa3yeT 4YacTb
prOOCOMaTEHOTO KOMILJIEKCa 13181,

CemeiictBo AlU-TIOBTOpOB, BCTpeuarolieecss TOIbKO y MPUMATOB, OTHOCHTCS K TPYIIIeE
SINE. 3a nocnennue 65 muH et Alu—perposneMeHThl BHEAPHINCH B T'€HOMBI PUMATOB B
KOJIMUeCTBe Ooyee yeM MuIMona komuii [ Tosbko okoso 2000 Alu—uHcepruii crierupuIHbI
JUTS 9eJI0OBEYECKOT0 TeHOMa M HE MOTYT OBITh HaWJICHBI, HAIPUMEpP, B TOMOJIOTHYHBIX JIOKyCax
TEHOMOB IIMMIaH3e¢ Wi ropwuibl. Takum oOpazom, 99.8%  Alu dyenoBeka MOryT OBITh
oOHapykeHbl B TeX K€ JIOKycaX y IIMPOKOHOCHIX M Y3KOHOCHIX 00e3bsiH, a 85% — y Bcex
HpI/IMaTOBm. DBOITIOIIMOHHO «MOJIoBIe» mojaceMeiicTBa Alu Bkimogaror nmpumepro 2.000 Alu—
MIOBTOPOB, KOTOPBIE BHEPUIIMCH B YEJIOBEUECKUI T€HOM B TeueHHe 4—6 MIIH JIET [ocie TOro, Kak
BOJIIOLMOHHBIC BETBH UEIOBEKA M APYrHX adPUKAHCKHX IPHMATOB AUBEprupoBaan’. OHu
otHOcsTcs K moxacemeiictBam Alu Y, Ya5, Ya8 u Yb8. HaubGonee pacnpocrpanennsimu Alu-
MOBTOPaMHU B TE€HOME 4YeJIOBeKa SBJISIOTCS npeactaButenn Yad u Yh8 nmojcemeiicTs, B TO BpeMst
KAK YeOBEK-CIIelH(HIECKIe NHCEPIIH U3 TojiceMeiicTBa Y J0CTATOUHO pesk L.

Alu—uHcepriuy ymoOHBI U M3YY€HHs] T€HOMa, TaK KaK HMX MOSBJICHHE HE CBS3aHO C
ommbkamu JIHK-nonnmepas npu pemymkanuy, Ha OCHOBAaHMM YEerO0 MOXKHO YTBEPXKAATh, UTO
3TOT MapKep sBJsETCS ycToMYuBBIM. Kpome TOro, He CyliecTByeT KJIETOUHBIX MEXaHU3MOB IS
cnenuduueckoro BbIpe3anus Alu-mocinenoBaTenbHOCTEH ¢ BOCCTAHOBICHHEM TOTO Yy4acTKa
JTHK, xoTtopsIii cyriectBoBai a0 nossiacHus Alu-mosropa. CTOUT Tak:ke OTMETHTD, uTo st Alu



KpalilHe HH3Ka BEpOSTHOCTb BO3BPATHBIX MYTallMi, B TO BpeMs Kak i apyrux MI'M,
Harpumep, STR, oHa nocraTouno BbICOKal),

B cpennem mmuna Alu cocraBiser npumepno 300 m. o.( amuna SINE komeGnercs B
npeaenax 90—400 n. o., a mmuHA LINE mocturaer 7000 1. o.).[l]

Kaxnpii Alu—T10BTOp COCTOMT W3 JBYX TOMOJIOTMYHBIX OMEHOB, coeluHeHHbIX AT-
OoraTeiM «creiicepom» mmuHOM 31 Hykieorua. Jnmmua Alu—uHceprmii 3aBHCHT OT JUIMHBI
MOJIMAICHUJIMPOBAHHOTO KOHIIA. 5°-KOHIIEBOM JOMEH COJEPKUT BHYTPEHHUN MPOMOTOP IS
PHK-monumepaser  Il.  TlocnemoBarensHOCTh  AlU—peTposeMEHTOB HE COICPKUT CHUTHAI
TEPMHHALIMA  TPAHCKPUILMHM, IO3TOMY MPOAYKT TPAHCKPUILMM  MOXKET  BKJIKOYATh
(GIAaHKUPYIOIIYI0 TCHOMHYIO MOCIeA0BaTeIbHOCTh . AlU MocaeqoBaTeIbHOCTH HE HMEIOT
OTKPBITOM paMKH CUUTBHIBAHHSI, I03TOMY HEOOXOIUMBIE ISl aMILTU(HUKAIIMH OEIKOBbIE (DaKTOPHI
UM TMIPEAOCTABIIAIOT TpaHCKpHUMIIIMOHHO akTHBHBIC LINEL srmeMenThI (8]

B ciyuae HeymayHoro mecta BcrpauBaHHs AlU—peTpolsieMEHTB MOTYT BBI3BIBATH Y
YeloBeKa pa3IUYHbIe 3a00JIeBaHUS O Onu sBusores npuunHoii 0.1% reHeTHueckux
3a00JIeBaHUN 4YEJIOBEKAa, B TOM 4MCIE HEKOTOPBIX BHUJOB paKam. Takum oOpazom, mocie
JaTbHEHIIEro U3y4eHus: GYHKIIMOHATBHOTO BIUsAHUS uHCepuuid Alu, o6iacTe UX MPUMEHCHHUS
MOYET OBITh 3HAUUTENFHO PACHINPEHA.

HekoTopble 3 H3BECTHBIX MPUMEPOB B3aUMOCBs3el wuHcepimii Alu smeMeHToB ¢

BO3HHUKHOBEHHEM ITaTOJIOTHI MTPECTaBICHBI B TabmuIe (Tads. 1)

Tab6u.1. [Ipumeps! Oonesneid, }])aSBI/ITI/Ie KOTOPBIX CBSI3aHO ¢ peKoMOMHanMsIMH ¢ yyactieM Alu nimm de novo
unceprmamu Alu snementos’),

MyTupyeMsbii IIpuHayIe)KHOCTD 3aboneBaHue
JIOKYC BCTPOEHHOU KOITUHU
K TIOJICEMENCTBY
Alu
CaR Yad HacJeCTBEHHAs
TUITOKAJIbLINypHUUECKas
THITEPKATBIIUEMHS U OCTPHIH
TUIeprapaTupeos
MIlvi-2 Yab Jleiikemus
NF1 Yab Helipodudpomaros
PROGINS Yab5 KapIMHOMA SUYHUKOB
IL2RG Yab X—CIETIIEHHBIN TKENBIN
KOMOMHHPOBAaHHBIA UMMYHOAECPUITUT



http://www.multitran.ru/c/m.exe?t=295928_2_1&s1=hyperparathyroidism
http://www.multitran.ru/c/m.exe?t=298234_2_1&s1=neurofibromatosis

ACE Yad MOBBILIEHHBIN PUCK PAa3BUTHS
CEepACYHO-COCYTUCTHIX 3a00JICBaHUI

daxTop Yad 'emodummst

CBEPTHIBAHUS

kpoBH |IX

EYAl Yab OpaHXHO—OTO—PEHAIBHBIN CUHIPOM

2 X FGFR2 Ya5u Yb8 cUHIpOM ArepTra

XonuHACTEpasza Yb8 JNeUIUT XOJIHMHICTEPA3hI

APC Yb8 HACJICJICTBEHHBIN (hruOpomaTo3

Btk Y X—CBsi3aHHAs araMMarjio0yIuHEMUS

C1 inhibitor Y HEIOCTaTOYHOCTH (PAKTOPa CHCTEMBI
KOMILTUMEHTA

BRCA2 Y paK MOJIOYHOM JKeJe3bl

GK Y HEJOCTATOK IITULEPUHKUHA3BI

Kaxk yxe roBopuioch panee, MI'M, u, B yacTHOCTH, AlU-TOBTOPBI — HAJCKHBIH CIIOCOO
TCHETHYECKOM MICHTU(UKAIINN JTHYHOCTH.
Jlist moCTHKEHUsS TIOCTAaBICHHOW I1eIM HaM MOTPeOOBajioCh COCTaBUTh TE€HETHUYECKHE
macropTa JIByX Map MOHO3UTOTHBIX OJU3HEIIOB M IMAPHI JTFOACH, HE COCTOSIIIINX B POJICTBE.
B HekoTOphIX cTpaHax OOCYXKAaeTcs BO3MOXKHOCTh CO3/1aHUs 0as3bl JAaHHBIX T€HOTHIIOB
OTIpe/ICNICHHBIX KaTeropuii HaceaeHus. [ eHeTHueckne macnopra OyayT coJiepkaTh HHPOPMAITHIO
o muorux MI'M, Bkimouvast STR u SNPE!



Marepuansl 1 METOIBI

Msbl mpoBOAMIM CBOM  HCCIE[OBaHUS Ha 0Oa3e s1abopaTopuu  CpPaBHUTENBHOM U
¢ynkunonanpHoi reHomuku UBX PAH.

MATEPUAIJIBI

Koropra o6cnenyeMbIx:

B HameMm wucciie/JOBaHUU HUCIOJIB30BaHbI OMOJIOTHYECKUE OOpa3ilbl MIECTH JOOPOBOJIBIICB,
BKJIIOUABIINX JIBE MMAphl MOHO3WUTOTHBIX OJIM3HEIIOB U JIBYX YEJIOBEK, HE COCTOSIIUX B POJCTBE.
COop Ouonoruyeckux o0Opas3oB (KIETOK OYKaIbHOTO SMUTENHS) MPOBOIMUIN B COOTBETCTBYIOIIMMHU
C JCHCTBYIOIUMH OSTUKO-MCIUIIMHCKUMH HOpMaMH cOOpa, XpaHEHUS H HCIIOJIb30BAHHS
YeJI0BEYECKOro Onomarepuania.

HaGop MoneKyaspHO-TeHEeTUYECKUX MapKEePOB:

I'eHOTHIIMPOBAaHME M COCTABIEHUE I'EHETUYECKHUX MACIOPTOB MPOBOAWIA C HCIIOJIb30BAHUEM
Habopa u3 32 MI'M, npezacrapisromux U3 cedst 1uMopdHbIE B UEITOBEYECKON MOMYISILMHA HHCEPLUU
Alu-perpoanementa. OcHoBHbIe Xapaktepuctuku MI'M u ctpyktypbl [1LP-nipaiiMepoB npuBeneHbI
B IpuiokeHuu 1.

B pabote ObI10 NCIOIB30BAHO CleNyoIee 000PYI0BaHHE:

Lentpudpyru: Eppendorf 5415 wu Eppendorf Minispin Plus (Eppendorf, Tepmanus);
copaceiBatens mpod Microspin FV-2400 (Biosan, Jlatsus);, Y®-tpancwmiromunarop (Ultraviolet
Products, CIIIA); mpubop it AoKyMeHTHpoBaHus u aHanm3a reneii GDS7600 (Ultraviolet
Products, CIITA); tepmoctar Tepmut (JIHK-Texuomorust, Poccus); mukcep Bio Vortex V1 (Biosan,
JlatBusi); mpuOOpsI 11l ropu3oHTaNBHOTO AekTpodopesa (Helicon, Poccus); ncTounuky nutanus
Onep-4 u Onpd-8 (JAHK-texnomorus, Poccus); aBtomarmyeckuit III[P-ammmuduxarop DNA
Engine (Biorad, CIIIA), aBTomaTn4eckue murnetku nepemernoro oobema (HTL, [Mospmia).

PeakTuBeIL:

Orunoseii (EtOH) u m3onponwoBsiii cniupthl rpaganun «OCHUy», denon u xmopodopm
rpaganuu «XY» - Bcé (Xummen, Poccus); araposa LE2 — rpamammmm “molecular biology grade”
(Helicon, Poccus); 6pompenonossiii cunuii (Bio-Rad, CIIIA); kcunennmanon (Bio-Rad, CIIIA);
ne3okcupudonykieosuarpudocharer (Boehringer, T'epmanwus); mnoaeumicynbdar Harpus (SDS)
(Sigma, CIIIA); stunenmuamunTtetpaarerat (DATA) (Sigma, CIIA); PBS (Invitrogen, CIIA),
¢dukom ¢ otHocThio 1,077 r/em® s nabopatopubix nenei ([landxo, Poccus).

[Ipenapatsl HepMEHTOB:
Encyclo momumepasa — cmech TepmocTabmibhbix JIHK-momumepas (Evrogen, Poccus),
PHKas3a H (Boehringer, I'epmanusi); PHKa3za A u nporennasa K (Promega, CIIIA).

BydepHbie ¥ KOHIIEHTPUPOBAHHbBIC PACTBOPDIL:
Bydep TE (10x) - 0.1 M tpuc-HCI (pH 8.0), 10 MM DJITA
bydep TBE (5x) - 45 MM Ttpuc, 45 MM H3BO3, 10 MM D/ITA (pH 8.3)




Bydep ms TP peaknuu - 10x 0ydep ans Encyclo momumepassr (Evrogen, Poccus)
Lysis buffer: 10mM Tris pH 8,0 (8,8),100 mM EDTA, 0,5% SDS

Proteinase K 10 mr/mu B Boze.

®denout HackimenHbii 0,1 M Tris pH 8,0.

PactBop st nanecenust o6pasuoB JJHK Ha araposnsiii rens — 1xTE, 0.1 % 6pomdenonossrit
cunui, 0.1 % kcunennuanon, 30 % rimnepus.

METO/IbI

COop OMOIOTHYECKOr0 MaTepraa.

OO0pa3ipl OYKKAITLHOTO IMHUTENS COOMPATN CTePHIIBHON BaTHON TAJIOYKOW C BHYTPEHHEH CTOPOHBI
HIEKH JJOHOPA.

Broinenenue renomuon JIHK

I'enomuyro JIHK w3 kierok OyKKaabHOTO SHUTENHS BBIACISUIM 10 MOAUDUIMPOBAHHOMY

POTOKOITY:

1) Konen BaTHO#H Najgo4ku, CoOAEpXKalMi OYKKAIbHBIA SIUTENUI, OTpe3aTh W IOMECTUTH B
OTJIENBHYIO 2 MJI IPOOHPKY;

2) Ho6asuts 0,5 M Lysis Buffer u 10 Mk Proteinase K (1o koHeuHoit konmenTpanuu 0,2 mr/min);

3) MWuxyoupoats 1 gac mpu 50 °C, neprnouuecKy MOMEIInBasi;

4) Jo6aButh 1V ¢eHomna, nepemeinBarh "Ha pykax" 2-3 MuH;

5) Uenrpudyruposars 7 mun npu 14-16000g;

6) IlepeHectu BepxHIOIO (ha3y B OTACIBHYIO MPOOUPKY;

7) Ho6asuth 0,5V ¢enomna u 0,5V xmopodopma, nepeMeninBaTh Ha pykax 2-3 MUH.

8) ULentpudyruposars 7 mus mpu 14-16000g.

9) Ilepenect BepXxHIOO (pa3y B OTAEIbHYIO MPOOUPKY;

10) {o6aBuTts 1V xmopodopma, nepemeninBarh "Ha pykax" 5 MuH.

11) LHentpudyruposats 7 muH npu 14-16000g.

12) INepenectu BepxHIOW0O (a3y B OTACIBHYIO TIPOOHPKY;

13) Jo6asuts 3V 96% EtOH, xopoimo nmepeMeriars;

14) LHentpudyruposats 15 mun npu 14-16000g;

15) YnanuTh cynepHaTaHT;

16) lo6aButs 1V 70% EtOH,;

17) Hentpudyruposats 7 muH npu 14-16000g;

18) Y nanuTh cymnepHaraHT;

19) Beicymmmts ocamox JJHK mpu 50 °C;

20) Mo6aButh 40 mxt mQ u nakyouposars 30 mun mpu 50 °C.

21) PactBop JIHK xpanuts npu +4C.

IToctanoBka nokyc-cnernubuaeckux TP (mum - I'enomusle IT1P)
Me1 ncnionb3oBanu noayueHHyro Hamu JIHK nns nposenenust IILIP. [{ist 3T0r0 Mbl rOTOBUIIN
1o 20MKJT peaKkIMOHHBIX CMECEH CIIEYIOIIEr0 COCTaBa:
1) 15,35 mxa mQ;
2) 1 mxn THK;




3) 2 mxit 10x encyclo buffer;

4) 1 Mk paiiMepa;

5) 0,25 mxa dNTP

6) 0,4 Mk 50x Encyclo polymerase.

Ilepen HawaaOM peakiMu MPOUCXOMUT JUIUTENbHBIA (3 MHUHYTBI) MPOTPEB PEAKIUOHHOM
cmecu mipu 94 °C. Mb1 npoBoamnu 31 ki aMmrmudukanuy. Peakius cocTouT U3 Tpex craauil (puc.
1):

1) neHaryparws;
2) OTXKWI MpaiiMepoB;
3) ooHranms.

Ha nepBoii craguu (ee mnurenbHOCTh — 20 CeKyHI) MO JeHCTBUEM BBICOKOW TEMIIEPaTyphl
(94 °C ) mpoucxoaut menarypauus JJHK c¢ paspyiienneM BOJOPOIAHBIX CBA3€H MEKIY JBYMS
nenoukamu J[HK. HarpeB Hukak He BIMsSeT Ha PEAKIMOHHYIO CIIOCOOHOCTH HCIIOJIb3yEeMOM
OakTepuaIbHOU MOIMMeEpassl — T ag-monuMepasbl, Tak Kak OHA SBISIETCS TEPMOYCTOUYUBOMA.

Ha Bropoii craguu (15 cexynn) Temmeparypa momkaercs go 60° C, 6Giarogapst demy
npaiiMepsl MOTYT CBS3aThCsl ¢ OJIHOIENOYHOW MaTpuued. Temreparypa uis MpoBEAEHUS JaHHOM
CTaJIMM 3aBUCUT OT COCTaBa IpaiiMepoB, OOBIYHO OHAa Ha 5 rpagycoB HIXKE, YeM TemIleparypa
TUTaBJICHUS.

A) B)

S —
—_—_—
1
_— .
2

ofipameeh npainen

Ha nocnenneit craguu (40 cekyHm) Temrmeparypa MOJHHMAETCS 10 72° C, tak xak oHa
ontumanbHa Juis paborel Tad-momumepassl |ll. Ilpoucxomur cunre3 Bropoir nemu JIHK B
HampaBJIeHUH OT 5' KoHIA K 3' KOHIy ¢ TpaiiMepoM B KadecTBE 3aTpaBKW. Bpems mns maHHOM
CTaJuM BbIOMPAETCS] B COOTBETCTBUU C JJIMHHOM KOHEYHOIO MPOJYKTa, CUMTAs, 4TO 3a 1 MUHYTY
noJimMepasa CuHTe3upyeT 1, 5 1.1.0.

Puc. 1. Cxemarnueckoe mzobpaxenue nepsoro (A) m Broporo (b) muknos IILIP. 1. [lenarypaums; 2. Omxur; 3.
OnoHranus.

Dnekrpodopes [NIP-npoayKTOB B arapo3HOM relie
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IIpu npoBenenun saexrpodope3a Mbl ucnonb3oBamu 1,2% arapos3nsiii remp. K TIILP-
OPOAYKTaM Mbl JI0OABISUTM KpPAcHTEIb, COACPIKAIIMHA TJIHWIEPHH, Onarojaps 4YeMmy MpPOJIYKT
OITyCKaJICS B JIYHKY B Tejie. B mepByro JIyHKY psiia Mbl HAHOCUJIM MapKep, MOKa3bIBAIOIINN KaXK/Ible
100 m. o. [Jna momydeHHs dSIeKTpodoperpaMM MbI  HCIOJIB30BAIM  KaMmepy, HMEIOIIYIO
yIbTpadHOIETOBYIO TOACBETKY M KOMITbIoTepHYI0 niporpammy "GEl imager ™

Pe3ynbTaThl U X 00CYKICHUE

OnuH n3 Hambosee MEPCHeKTHBHBIX IMOAXO0JO0B K M3YYCHHIO T€HETHYECKOH BapuaOeIbHOCTH
HaceleHUs (OTHENbHBIX TIpPYNI JIIOJACH) COCTOMT B ONPEAETICHMHM TIEHOTUNA HHIUBUAOB 110
MPEICTABUTEIILBHOMY HA0Opy NOJUMOP(HBIX JIOKYCOB I'€HOMa 4eloBeKa. B cBoell pabore MbI
IPOBOJWIN TaKO€ T'€HOTUIIMpPOBaHUE Mo 32 JIOKycaM, pacloIoKEHHBIX Ha BCEX ayrocoMax U mape
IIOJIOBBIX XpOMOCOM. KaKIplii U3 3THX JIOKYCOB IPEACTABJICH B YEJIOBECYECKOM IOMYJIALUU IBYMS
JIeNsIMU: HE COJepXallluM (JPEBHUM, IMPEIKOBBIM) M COJAEPKAIlUM HHCEPIHMIO 3BOJIIOLMOHHO
«monoporo» Alu-oBropa. [Jyist onpeieneHusi TeHOTUIMPOBaHUs uccieayeMbix oopasuos JJHK Ml
npuMeHsuln  Jokyc-cnienududeckue [P ¢ mapamMum  ONMIOHYKJICOTUIHBIX — IpaifMepoB,
COOTBETCTBYIOIIMX YHHKAJIbHBIM y4acTKaM reHoMa BOm3u Touku uHcepuuu Alu-nosropa. OOmas
cxeMma Jiokyc-crienududeckoit [1LP npencraBnena Ha pucyHke 2.

G-for | G " ., S
_:->-_)>_’l_______‘_‘__-__._‘_| _y)_&———_ cﬂ-.:vlju‘r‘-u,-
AN
AP—chmus
G-for G-rev G-for G-rev

N, —A =, o ™ -_a 1
= ’*—y"*—q A =
A b

Puc. 2. Cxema nokyc-cneuuduyeckoit ITIP. VuukampHbie reHomubeie mnpaiimepsr (G-For u G-Rev), ux
pacroio’)keHHe U OPHEHTAIMK M300pakKeHbI OeIBIMH CTPEIKaMM, CEphIMU CTPENIKAMH OTMEYEHBI HPSMBIE MOBTOPHI,
¢dmanxupyrommue Alu siemMenT, obpasyromuecs B npoiecce ero uarerpanud. CBETIIbIA MPSIMOYTOJIbHUK B MCXOIHOU
renomHoii JIHK o0o3Hauaer JIOKyC, KOTOpBIH MOXeET Kak cozepkarh Alu, Tak u He couepkaTh. B xome peakiuun
BO3MOHO obpaszoBanue ITIP-npoaykToB nByx BuaoB: A — Alu-conepxaruii ITIP-npoaykr, b — Alu-neconepxkarmii
TIIP-mpoxykT.

[Tocne mpoenenus [P u snexTpodopesa Mbl TosTydaeM CHUMOK TeJIsl ¢ H300paKEHHBIMHU Ha
HeM [I[[P-mponykraMu U MapKepoM, C TOMOIIbID KOTOPOTO MOXHO ONpPENETUTh JJIUHY
cootBercTByMoMmero emy ¢gparmenra JIHK. Ecmu ¢pparmenTt JIHK kopotkwuit (oxosro 200 1. o., ms
pa3HBIX JIOKyCOB TIO pa3HOMY), TO OH He couepxur B cebe Alu-uHcepuuo U Ha
anekrpodoperpamme pacronaraercs Hwke. Ecnm ke TTHP-ipoaykt comepxur Alu-perposnement
(oxomo 500 m. 0.) , To OH pacnojaraercs Bbime. Eciam uccienyeMblii TEHOM Te€TepO3UroTeH IO
JAaHHOMY JIOKYCY, TO MbI BUIUM o0a ciyyas. [IpumMepsl ornpeneneHusi FTeHOTUIIOB MO AUMOPPHOMY
Alu-cozmepikamemy JIOKyCy MpeaCTaBICHBI HA PUC.3.
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Puc. 3. [Ipumep snektpodoperpaMMbl pe3yIbTaToB JOKyc-crienuduyeckoit [P
a) romozurotsl Alu+/Alu+; b) rereposurorsr Alu+/AlU0 ; ¢) romosurotsr A_AluO/Alu0.

['eHeTruecKuii macmmopT — CyMMa HHIMBHIYaJbHBIX JAaHHBIX 00 aJUIETLHOM COCTOSTHUH
TCHOMa OIPEJICIICHHOTO YeJIOBEKa B NPEICTaBUTEILHOM HAOOpe JIOKYCOB/TEHOB. MBI COCTABIISIIH
nacropra C HCHOJIb30BAHUEM MOJEKYIISIPHO-TEHETHUECKMX MapKepoB Ha 32 JIOKyca TE€HOMa
YeioBeKa, KOTopbie cozepkar moiauMopdubie Alu-uncepuuu. Takum 00pa3oM, TeHETHYECKHit
MACHOPT KaXJOro M3 OOCIETYeMBIX MPEACTABISII HAOOp JAaHHBIX 00 aICNIBHOM COCTOSHUU 32
JIOKYCOB, PacIoJI0KECHHBIX Ha BCEX ayTOCOMAax W Iape MOJOBBIX XpOMOcOoM. BeiOpaHHas HaMu JIjist
oOciieZIoBaHUsl TpyIIa COCTOsUIa M3 6 3I0pOBBIX JOHOPOB W3 YHWCIa HacelneHUs T.MOCKBBI H
BKJIIOYaJia JBE Mapbl MOHO3UTOTHBIX OJM3HELIOB, a TAK)XKE JIBYX YEJIOBEK, HE COCTOSIIUX B POJICTBE.
PesynpTupyromue TeHETHYECKHE TIacmopTa, B BHUAE JJIEKTpodoperpaMMm MPOAYKTOB JIOKYC-
cneunMpuueckux [11P, npeacrasnens Ha puc. 4, puc. 5, puc. 6.
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M 1o 1 20 20 3a 3> 4 @ 1b 28 2b 3a 3b 4s 4b

——
w—
G—
M- —— —
-
e temmn G omm— —

9b 10a 1la 123 13a 10a I1la 123 13a I14a 15¢

22¢ XY M 16b 17a 18a 19b 20d 21a 22¢ XY

. - g “H-——-—

Puc. 4. T'eneTnyeckue nacnopra mnapsl JitoJiel, He coctosmux B pojactse (Nel n No2)*

*3nece u ganee: Nel m Ne 2 — oOcnenyemble, He cocTosiue B KpoBHOM pozcTBe; Ne3A n Ne3B, NedA u Ne4B —
OJIM3HETIOBBIC MapHI.
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iIb 23 2b 3a 3b 4a

7a M 5. sb 6b 6c 7a 7b

T -

M 92 ob 10a 112 122 13a

16b 17a 18a 19b 20d 2la 18a 19b 20d 2l1a
L — S,

Puc. 5. T'enetnueckue nacmopTa nepBoi maps omimsaenos ( Ne 3A u 3B)



2b 3a 3b 4a 4b

9b 10a 11a 12a 13a l4a 10a 1la 12a 132

16b 17a 183 19b 20d 21a 22¢ XY 17a 18a 19b 20d 21a 22¢ XY

-—
-

Puc. 6. I'enetnueckue nacrnopra BTopoi napel 61u3HerioB (Ne4A u Ne4B)

YroObl yOeIUTHCS B TOM, YTO BO3MOYKHO JTOCTOBEPHO OTJIMYUTH OJHOTO YEIOBEKa OT JIPYroro
C TIOMOIIIbIO JIAaHHOTO T€HETUYECKOro IMaclopTa, COCTaBICHHOIO Ha OCHOBAaHUM MCIIOJIb30BaHHBIX
Hamu MI'M, MBI paccuuTaiy BEpOSITHOCTh TOTO, YTO 2 TEHETHUECKUX MaclopTa pasHbIX JII0JeH, He
ABJISIOIIMXCSI KPOBHBIMU POACTBEHHUKAMH, OKaXXyTcs OAMHAKOBBIMU. IIpu pacuere BeposTHOCTH
CIIyyalfHOTO COBHAJ€HUSI TE€HOTHIIOB IO BCeM 32-M JIOKycaM Mbl YUUTBIBAIM YaCTOTY
BCTPEYAaEMOCTH TE€HOTUIIOB IO 3TUM JOKycaM B OOBEIMHEHHOM MONYJSIUU €BPONEOUTHOTO
nacesnenns Epasun n CeepHoii AMeprkn. MCIonb30BaHHBIE YaCTOThI TEHOTHITOBI ! [IPHBE/ICHDI B
Tabm. 2.

PaccunTanHble BEpOSTHOCTH CIIy4ailHOrO COBHAJEHHSI F€HOTHUIIOB IO KaXIOMY JIOKYCY (CM.
KOJIOHKY P** TaOuIlbl 2) MbI HCIIOJIb30BAIU JIJIsl OTIPE/ICIICHHSI CIIYYaifHOTO COBIA/ICHHUS AaCIIOPTOB
o popmye:

P=[T*"iz1 pi

P-BeposSTHOCTh CIIy4allHOTO COBIAJCHHS T€HETHUYECKUX IMACIOPTOB ABYX WHIUBUIOB; Pj —
BepOﬂTHOCTB CJ'Iy‘-IElﬁHOFO COBIIQACHUA I'€CHOTHUIIOB )IBYX NHIWBUOOB I10 Ka)K)IOMy J'IOKycy OTACIBHO,
OHa paBHAa CyMME KBaJpaTOB BEPOSITHOCTEW BBISBICHUS KaXJOrO0 M3 BO3MOXKHBIX T'€HOTHUIIOB IO
JTAHHOMY JIOKYCY:

_ 2, 2, 2

Pi=Palu+AI+H)i T Palu+/An0)i T Palu/AIu0)i -

Tabm. 2: BepOfITHOCTL TOT'0, YTO JABA ITCHETUYCCKUX MMAaCIIOPTa cnyqaﬁﬂo BI)I6paHHI)IX HlO[[eﬁ COBITAAYT.
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Alu-mapkepsr YacToTa BcTpedyaeMocTu p**
renorumnos! . *
Alu+/Alu+ | Alu+/Alu0 | Alu0/Alu0
la 0,22 0,48 0,3 0,3688
1b 0,28 0,45 0,27 0,3538
2a 0,46 0,43 0,11 0,4086
2b 0,16 0,44 0,4 0,3792
3a 0,24 0,42 0,34 0,3496
3b 0,4 0,42 0,18 0,3688
4a 0,16 0,46 0,38 0,3816
4b 0,28 0,42 0,3 0,3448
5a 0,24 0,42 0,34 0,3496
5b 0,08 0,49 0,43 0,4314
6a 0,1 0,38 0,52 0,4248
6b 0,43 0,45 0,12 0,4018
Ta 0,19 0,45 0,36 0,3682
7b 0,19 0,38 0,43 0,3654
8a 0,15 0,52 0,33 0,4018
8b 0,52 0,32 0,16 0,3984
9a 0,33 0,4 0,27 0,3418
9b 0,57 0,34 0,09 0,4486
10 0,1 0,38 0,52 0,4248
11 0,38 0,46 0,16 0,3816
12 0,21 0,46 0,33 0,3646
13 0,42 0,43 0,14 0,3809
14 0,2 0,41 0,39 0,3602
15 0,28 0,47 0,25 0,3618
16 0,1 0,48 0,42 0,4168
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17 0,21 0,52 0,27 0,3874
18 0,14 0,46 0,4 0,3912
19 0,23 0,46 0,31 0,3606
20 0,23 0,52 0,25 0,3858
21 0,37 0,49 0,13 0,3939
22 0,47 0,38 0,15 0,3878

P=286*10"%'

* [eHOTHIIbI, TOMO3UroTHBIC 10 Haju4duio Alu B 1okyce; Alu+/Alu0 — reHOTHUIIBL, TETEePO3UTOTHBIE 110 HATHYHUIO

Alu B nokyce; AluO/Alu0 — reHoTHITB, rOMO3UTOTHBIE 110 OTCYTCTBUIO AlU B JoKyCe.
** BepPOSATHOCTH COBIAICHHS IFOOOT0 U3 TPEX TEHOTHIIA ABYX HHIMBHIOB [0 KOHKPETHOMY JIOKYCY.

Hcnonp3ys mojlydeHHbIE HAMH B XOJ€ 9KCIIEPUMEHTA JIaHHbIE O TeHOTUIaX 00CIeAyEeMbIX, MBI
nocuuTanu kodduiment yaukanbHoctu nacnopra(U) kaxaoro o0cieayemMoro — T.€. BEpOSITHOCTb
TOT0, YTO BBIOPAHHBIM CIIy4aliHBIM 00pa3oM M3 HacelleHUs 3eMJIM BTOPON MHIUBUA OYyIeT UMETh
WJICHTUYHbI T€HETUYECKHUI aCIopT.

U=1%=1 u;,
r7e Uj_ BEpOSTHOCTb TOTO, YTO y MPOU3BOJIBHO BHIOPAHHOTO YEJIOBEKA FEHOTHUII [0 JAHHOMY JIOKYCY
COBMAJIET C TEHOTUIIOM UCIBITYeMOro. bonee moapoOHO pacdeThl MpeICTaBICHbl B TPUIOKEHUH 2.
Koaddurmentsl yHUKATBHOCTH ISl KaXJAOW IMapbl MOHO3UTOTHBIX OJIM3HEIOB OJIMHAKOBHI (IBE
HIDKHHE CTPOKH TaOJHIIBI 3), MOCKOJIBKY HX T€HETUYECKUE MACTIOPTa COBIAIAIOT.

Ta6u. 3. Koapdunuent yuukaipnoctu (U) s o0caeayeMpix.

O6cnemyeMblit Koadhdunuent yaukansaoctu (U)

Nel 102%10°°
Ne2 613*10™"
Ne3A, Ne3B (mepBast mapa OJIM3HELIOB) 654*10™
Ned A, Ne4dB(BTOpast mapa OJIM3HEIOB) 723*10™4

Hcxons W3 paccUMTaHHOW HAMU BEPOSTHOCTH TOTO, YTO JBa IACMOpPTa, COCTABICHHBIE C
WCIIONIb30BaHueM JaHHBIX MI'M, OyayT MIEHTHUYHBIMHU (286*10'27), MOJKHO CJIeJIaTh BBIBOJ, YTO
3TOoT Habop MI'M HanexeH, Tak Kak, Mpu JeleHud 1 Ha BEPOSITHOCTh, MBI MOJTy4aeM HaceleHUE,
JUIST KOTOPOTO MOXET OBITh WCIIONB30BaH JaHHbIN Habop MI'M (mpubnmu3uTensHO 3,5*1012), 4TO
3HAYMTENBHO TpeBbimaeT Hacenenue 3emmn (7,3%10%). KoodduIMeHTH YHHKATBHOCTH TaKKe
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KpalHe MaJlbl.

CocraBnsisg TeHETHYECKHE macriopTa 6J'II/13HCHOBBIX nap, Mbl MOXXEM IPEAIIOIO0XKUTE, YTO, €CIA
9TH 6JII/I3H€L[BI SABJIIFOTCA MOHO3UTI'OTHBIMU, UX T'CHCTHYCCKUC ITaCIIOpTa 6YHYT NIACHTUYHBIMU. I[JISI

HCCJIICAJOBAHHBIX HAMM JIOKYCOB 3Ta I'MII0Te3a IMOATBEpANIACE B XO04€ pa6OTBI.

BriBobI

1) Hamu npoBenensl cepuitibie PCR ¢ ncnons3oanuem reaomusiii JJHK 1rect 3m0poBsix
JIOHOPOB, BKITIOYAIOIIEH /IBE Taphl MOHO3UTOTHBIX OJM3HEIOB U JIIOACH HE COCTOSIIIUX B
POJICTBE.

2) MBI peKOHCTPYUPOBAJIH LIECTh FTCHETHYECKUX MAcropToB 1o 32 MI'M, npeacraBistonmm
noaumopdueie Alu-uHcepiumn.

3) ITo pe3ynbraram cpaBHEHHS TCHETHYECKUX MACIIOPTOB OJIM3HEIIOB M TEHETUYECKUX
MACHOPTOB JIIOJICH, HE COCTOSIIUX B POACTBE, MOATBEPKIECHO, YTO NACIOPTa MOHO3UTOTHBIX
0JIM3HELIOB MOJHOCTHIO COBIIAAIOT, B TO BPEMs KaK IaclopTa JII0/JeH, He CBA3aHHbBIX POJICTBOM,
CUJIBHO OTIIUYAIOTCH.

bnaromapHocTu

Mpe1 Gnarogapum opranuzatopa npaktuku C.M. I'maroneBa, Hammx HaydHbIX pykoBoautenei FO.b.
JleGeneBa u A. 0. KomkoBa, 1oHOpoB O6uonorndeckoro matepuana, A. FO. KomkoBa 3a momouip

npu cobope OMOIOrMYecKOro Marepuaia.
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[Tpunoxenus

[Tpunoxxenue 1. Xa]paKTepI/ICTI/IKI/I ucnonb30BaHHbIX MI'M U CTpYKTYpBI COOTBETCTBYIOLIUX

[10

[TIIP-tipaiimepoB' .

MI'M CTpyKTypHI ap npaiiMepos Pazmepsr T111P- Jlokyc
(5°-37) MIPOIYKTOB (11.0.)

Al-la GCAGATTTCAGGTCATTATTG 547/224 1925.3
GGTCACTAGAGACCGTATCTGTA

Al-1b TTTTGTGTCCATTAGGGTTAC 540/229 1g42.2
GACCTCACTGTTAGACAATAATATC

Al-2a TGTTTAAAATGATCAAAATTAGG 541/212 2pl3.1
AGATCTCTGGCTAAGTTCTTTAC

Al-2b ATACTTTAATTTAGGCAATAGACAT 531/210 2023.3
TAGAGAAAAGGAGGTTTGAATG

Al-3a ACCAAATACCCCTCAGAAGA 534/207 3p22.1
CCTGACCTAGTGTACCCATTAG

Al-3b TTTATACAAATACTACAGACAAAAGC 549/219 3q11.2
CTGATCAAAGCTATAGACCTCTCT

Al-4a GAGGTTAGACAACATACATTATATCA 594/287 4025
CCCTATTGTTTACATCTAATTCTA

Al-4b TTCTGAACTGTGTACATATGACACT 596/194 4q13.2
GCTTTTAGTAAAGGTCACACCA

Al-5a ACGCAAGGACTTAATTGTAAC 551/197 5014.3
TAATGTTTGGATTATTCCTGGA

Al-5b AGGTGCAGTCTTAACCCAGA 555/229 5q12.1
AAAGCTATTTGGAAGATGAAGA

Al-6a AGCTGATATATCTCAATAAGCAAC 555/218 6p24.3
GATTAAAATCACTTGTCTGAGACT

Al-6b TCACAAGTTCTTATAACTCTTTCC 539/225 6q12
GGACACAATCATGATGATATTTAC

Al-7a CAGAGTAAAGCTACAGTAAGACAGTA 566/230 7921.11
ATAACATAGGGAAAATCACTTCTA

Al-7b GAATTCCAAATGTCTAGAGATTAGT 562/244 7932.1
TTGGAGAACCTTGACTTTTCA

Al-8a TGTCTGTTTCAGCTCTTCACTA 584/252 8g23.1
ATACTATTTGGTTGACCCTACTG
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Al-8b AGAATTTTGAGTGTGGGTATACT 586/269 8g12.1
TGCACATTGAAGGACACAATGAGAATAC

Al-9a TTGGAACCTTTGGTAAGTAACT 523/193 9922.33
AAAGCCACAGAAATACATCTAAT

Al-9b ATGCCAAATATTGGTCAGAGA 547/244 9p13.3
TATAACTGGGACAGTGAGTTTTAC

Al-10 TGCCAAACAGTGATTATAGAAC 588/275 10923.1
CTGTCTAGAAGACAACTAGGAATAG

Al-11 CTATGATGTGCTATGGAAGGTAGGT 631/309 11p14.3
CCTAGTCCTCATAAATTAGTAACCTG

Al-12 ATTTGGGAGTTTCCATTATGA 570/256 12924.32
TATTAACCATATTATGTGCCAAGA

Al-13 AGTTACTGGATGCATTATATTGAG 550/233 13934
CCATGATAGCTAACAAAAGAAG

Al-14 TTAAAAATAAGTTCCTAATTGATTC 558/251 14923.1
CAAATTAGATAAGTAAGATAGGTAAGA

Al-15 TGGACTACTTTTAATAGTAATTTGTG 564/246 15022.1
ATTGCTTACACTGCTACCAAAG

Al-16 GATATCACATACTCATTAGATATAATCA 564/231 16021
CATATTCAATACTTTCAGTCATTCT

Al-17 CTCAGATCAGTTATGCAGACAG 561/244 17925.1
AAAGTAAGAGACTTTCCTTTGAG

Al-18 CAAATACAGGAATTATTATAATAATG 548/211 18921.1
ATCAAATAATGCACAGTAAAATCT

Al-19 GTCATACAAAATGATGATGATTG 578/262 19913.12
AAAAATATCTAACTTTGAAAATGG

Al-20 CTTTTGCTTCCTACTAAATACCT 551/228 20p12.2
TTGAGGCATTGCTACTGAGAT

Al-21 AGTTTGGATGTGATGTTATATGTC 560/246 21921.2
TGTATACTTGTGTAGGATACTTGTGT

Al-22 TCGAGTGAGAAGAGGTAGTGAG 560/238 22q11.21
TTGAATTTACGCAGCATAATG

Al-XY | CGGTAGAAATATTAAGTAGGGAC 554/239 Xq21.31/
GTGTTTCTAACATTTCTTACGGT Ypll.2
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[Tpunoxenue 2 . KoapdunueHT yHUKaIbHOCTH AJIs 00CIIeTyeMbIX.

Nel
Alu- T'eHoTHT MO KaXKAOMY HCCIEAOBAHHOMY JIOKYCY Uj
MapKep
Alu+/Alu+ | Alu+/Alu0 | Alu0/Alu0
la 0 0,48 0 0,2304
1b 0 0,45 0 0,2025
2a 0,46 0 0 0,2116
2b 0 0 0,4 0,16
3a 0 0,42 0 0,1764
3b 0,4 0 0 0,16
4a 0 0,46 0 0,2116
4b 0 0 0,3 0,09
S5a 0 0 0,34 0,1156
5b 0 0 0,43 0,1849
6a 0 0,38 0 0,1444
6b 0 0,45 0 0,2025
7a 0 0,45 0 0,2025
7b 0 0,38 0 0,1444
8a 0 0,52 0 0,2704
8b 0,52 0 0 0,2704
9a 0 0 0,27 0,0729
9b 0,57 0 0 0,3249
10 0 0 0,52 0,2704
11 0,38 0 0 0,1444
12 0 0 0,33 0,1089
13 0 0,43 0 0,1849
14 0 0,41 0 0,1681
15 0 0 0,25 0,0625
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16 0 0,48 0 0,2304
17 0 0 0,27 0,0729
18 0 0,46 0 0,2116
19 0 0,46 0 0,2116
20 0 0 0,25 0,0625
21 0,37 0 0 0,1369
22 0 0,38 0 0,1444
102%10°%°
Ne2
Alu- I'eHoTHII IO KaXXAOMY HCCIEIOBAaHHOMY JIOKYCY
MapKep
Alut+/Alu+ | Alu+/Alu0 | Alu0/Alu0
la 0 0,48 0 0,2304
1b 0 0 0,27 0,0729
2a 0 0,43 0 0,1849
2b 0 0 0,4 0,16
3a 0,24 0 0 0,0576
3b 04 0 0 0,16
4a 0 0,46 0 0,2116
4b 0 0 0,3 0,09
5a 0 0,42 0 0,1764
5b 0,08 0 0 0,0064
6a 0 0,38 0 0,1444
6b 0 0,45 0 0,2025
7a 0 0 0,36 0,1296
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7b 0,19 0 0 0,0361
8a 0 0,52 0 0,2704
8b 0 0,32 0 0,1024
%9a 0,33 0 0 0,1089
9b 0,57 0 0 0,3249
10 0 0 0,52 0,2704
11 0,38 0 0 0,1444
12 0 0,46 0 0,2116
13 0 0,43 0 0,1849
14 0 0 0,39 0,1521
15 0 0,47 0 0,2209
16 0 0 0,42 0,1764
17 0 0,52 0 0,2704
18 0 0,46 0 0,2116
19 0 0 0,31 0,0961
20 0 0 0,25 0,0625
21 0,37 0 0 0,1369
22 0,47 0 0 0,2209
613*10™
Ne3 A, Ne3B
Alu-mapxep I'eHOTHII IO Ka)KIOMY HCCIEAOBAHHOMY JIOKYCY | U;
Alu+/Alu+ Alu+/Alu0 Alu0/Alu0

la 0 0,3 0,09
1b 0,28 0 0,0784
2a 0,46 0 0,2116
2b 0 0,4 0,16
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3a 0,24 0 0 0,0576
3b 0 0,42 0 0,1764
4a 0 0 0,38 0,1444
4b 0,28 0 0 0,0784
5a 0,24 0 0 0,0576
5b 0 0,49 0 0,2401
6a 0 0 0,52 0,2704
6b 0,43 0 0 0,1849
7a 0,19 0 0 0,0361
7b 0 0,38 0 0,1444
8a 0 0,52 0 0,2704
8b 0,52 0 0 0,2704
9a 0,33 0 0 0,1089
9b 0 0,34 0 0,1156
10 0 0,38 0 0,1444

11 0 0,46 0 0,2116

12 0,21 0 0 0,0441

13 0 0,43 0 0,1849

14 0 0,41 0 0,1681

15 0,28 0 0 0,0784

16 0 0 0,42 0,1764

17 0 0,52 0 0,2704

18 0 0,46 0 0,2116

19 0 0,46 0 0,2116

20 0 0 0,25 0,0625

21 0,37 0 0 0,1369

22 0,47 0 0 0,2209

654*10™
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Ne4 A, Ne4B

Alu-mapkep I'eHOTHII IO KaXKIOMY HCCIECIOBAHHOMY JIOKYCY | U;
Alu+/Alu+ Alu+/Alu0 Alu0/Alu0
la 0 0 0,3 0,09
1b 0 0,45 0 0,2025
2a 0 0,43 0 0,1849
2b 0 0,44 0 0,1936
3a 0 0 0,34 0,1156
3b 0 0,42 0 0,1764
4a 0,16 0 0 0,0256
4b 0 0 0,3 0,09
S5a 0 0,42 0 0,1764
5b 0 0,49 0 0,2401
6a 0 0,38 0 0,1444
6b 0,43 0 0 0,1849
7a 0 0 0,36 0,1296
7b 0 0,38 0 0,1444
8a 0,15 0 0 0,0225
8b 0,52 0 0 0,2704
9a 0 0 0,27 0,0729
9b 0,57 0 0 0,3249
10 0 0 0,52 0,2704
11 0,38 0 0 0,1444
12 0 0 0,33 0,1089
13 0 0,43 0 0,1849
14 0 0,41 0 0,1681
15 0,28 0 0 0,0784
16 0 0,48 0 0,2304
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17 0 0,52 0,2704
18 0,14 0 0,0196
19 0 0,46 0,2116
20 0 0,52 0,2704
21 0,37 0 0,1369
22 0 0,38 0,1444

723*10™
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