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MHKPOCATEJUTUTHOTO JIOKyca B ONYXOJIEBOM TKaHW TPH CPaBHEHUH C KOHTPOIHHBIM
00pa3oM MO3BOJSICT BBIICIATH T'PYIITY HMAllMEHTOB C PUCKOM HEOIAarompHSATHOTO TCUCHUS
bommukyasapuoi auM@omel. 3 H.1. ¢-b1, 6 Wi, 1 Tabm., 4 mp.

N3obperenne nmpeaHa3sHauCHO IS UACHTH(GUKAIIUN JEJICIUN IITUHHOTO mmieda 6
XPOMOCOMBI (6q) KaKk MOJIEKYISPHO-TeHETHIECKOTo (PakTopa HeOIaronpusATHOTO MPOTHO3a
B-xnerounsix HeXomKKUHCKUX TuMpom (B-HXIJI), B yacTHOCTH BOILTUKYISIPHON TUM(POMBI
(DJI), u MOKeT OBITH UCIOAB30BAHO B KIMHUYECKOH MEIUIIMHE Ha dTAre IePBUIHON
JUAarHOCTUKU C LIEJIbIO BBIAEICHUS TPYII MallUEHTOB C PUCKOM HEONIaronpusTHOTO TEUCHUS
Oone3Hu, a TakKe B paMKax (yHIAMEHTAIbHBIX HCCIEIOBAHUHN U IMOMCKA MOTCHIIUAIBHBIX
OHKOTCHOB.

Brigenenne B 1e0r0Te OHKOJIOTHYECKOTO 3a00sieBaHus (aKTOPOB, MO3BOJISIONIINX
UICHTH(ULIHUPOBATh TPYNITY MAMEHTOB C HEOMArOMPHUATHBIM IPOTHO30M, SIBISETCS
aKTyaJIbHOHN 3amadeil ¢ mo3unuii audepeHnnatbHOR JTHATHOCTHKH U BO3MOXKHOH
nepconudukanuu Tepanuu. OnpeaencHne MOJICKYISIPHO-TEHETHUYECKUX MaPKEPOB SABIACTCS
ONTUMAJIbHBIM BapHAHTOM JOCTIKCHUS MOAOOHBIX 3a/1a4, HOCKOJIBKY MPSMO OTpakaeT
O6monorndeckre 0COOEHHOCTH OITYyXOJIH.

N3BecTHO, 4TO nMenenuu 6 MPOTHOCTUICCKU HEONIAroNmpUATHBI IPU PsIe
OHKOJIOTMYECKUX 3a00JeBaHuii. B mepByto ouepenib 3TO KacaeTcs OMyXOJel CHCTEeMBI
KpOBH, B YaCTHOCTH HEXO/DKKMHCKUX B-kneTodnsix muMmdom n ocobenno DJI, onaako
TaKXe MPUMCHHUMO K COJMIHBIM HOBOoOOpa3oBaHusM. Hanmpumep, panee ObUIO IMOKAa3aHO,
4TO 001ast BBKUBAEMOCTh OOJBHBIX (OILTUKYISIpHOI TuMQOMOIi ¢ aenenuent 6q
3HAYUTENIPHO HHUKE, YeM MalueHTOB 0e3 NaHHOW reHeTnueckoid anomanuu [1]. [TomoOnbIe
K€ PE3YNBTATHl OBUIH MPOJACMOHCTPUPOBAHEI B TPYIIIIe OOTBHBIX XPOHUUECKUM
auMQoIieliko3oM [2], KpoMe TOro, B cilydyae XpOHHUYECKOTOo JIuMdoreiiko3a genenns 6q
OKazajach acCOIMUPOBaHa ¢ 0oyiee BHICOKUMHE 3HAYCHUSIMU JIEHKOIIUTO3a U
pacmpoctpanenHoi mumpanenomarueii [3]. Jemeuns 6q sBasercs paxTopom
HEOJIarompUATHOTO MPOTHO3a H PUCKA OMyXOJICBOH TpaHCHOpMALMK U PEIIUINBA
3aboneBanus npu octpom T-mumdobracTHOM Jeiiko3e [4-6]. B o6nactu comuaHoin
OHKOJIOTHH OTPHIIATEIHFHOE BIUSHIE AeNeuu 6q Ha TeUeHUE 3a00JIeBaHUS OTMEUCHO TIPH
aJIeHOKapLIMHOME NMPOCTaTHI [7] U HeoMIa3usAX ek MaTku [8].

B o6macTu 6q pacmnoyioxKeHbl TeHbl, MyTallMl KOTOPHIX 001aJjal0T OHKOT'CHHBIM
noteHnuanoM. OHAKO Ha HACTOSIIIHA MOMEHT TOYHO UACHTH(PUIIUPOBAHEI TOIBKO
HEKOTOpbIe UX HUX [9]. BapuanTsl nesenuil 6q, BOBIEKaIOIKE pa3IudHbIE
IIUTOTCHETUYECKUE PETUOHBI, 00Ja1af0T HO30JIOTHYECKOU crienudpudHocThio [10-12] u
COOTBETCTBEHHO OTPaKaIOT YHUKAIHHOCTD IMATOTCHETUYECKAX MEXAaHU3MOB MIPU PA3IHIHBIX
TUIAX OMyXOJIeH.

Takum 00pa3oM, uaeHTUGUKALHS AeTeuil 6q U OIpeeIeHIe JIOKATN3alliH ITOTePh
TEHETUYECKOro MaTepuaia MPeACTaBIICTCS aKTyalbHOU 3a1aueii Kak B MPaKTUYECKOM
OTHOIICHHUH JAUArHOCTHUKHU MPOTHOCTHIECCKH HeOIaronpusTHeIX BapuanTtoB DJI, Tak u ¢
NMO3UIUH (yHIaMEHTATBHBIX HCCICIOBAHUHN U MOUCKA KIFOUEBBIX OHKOTCHOB.

JanHast 3a1a4a MOXKET OBITh pelIeHa MPU HUCIOJb30BAHUH CIECAYIOMHUX BaApHUAHTOB
7a060paTOpHOTO aHANN3A!

1) nuToreHeTUUECKOE UCCIIEJOBaHUE;

2) baoyopecuenTHas rubpunmusamnus in situ (FISH);

3) cpaBHHUTenbHAsA reHOMHas rubpuan3anus (CGH);

4) nonumepasHag 1enHas peakius (I1L[P).

Mertona 1 oTim4aeTcss HU3KOM 4yBCTBUTEIHHOCTBIO U HEIOCTATOYHOM
BOCIPOM3BOANMOCTBIO PE3YIBTaTOB, A0COMIOTHEIM TPeOOBaHMEM K JKH3HECITOCOOHOCTH
KJICTOK MaTepuia OMONTaTa OIyX0JICBOM TKaHHM M CITOCOOHOCTH J1aBaTh JOCTATOYHOC
KOJINYECTBO MUTO30B B KPATKOCPOUYHBIX KYJIbTYpax, YTO HUCKIIOYAET BO3MOKHOCTh aHaln3a
3aMOPOXEHHBIX M 3aKII0YCHHBIX B TapaduH 00pa3IoB, a TAKKE HAKIAABIBACT OTPAHUYCHHS
Ha CTIEKTP aHAIN3UPYEMBIX MMATOJOTHH, ITOCKOJIBbKY MHOTHE THUITHI OITyXOJIeh
XapaKTepU3yITCs HU3KOH IponudepaTuBHON CITOCOOHOCTHIO.

Meron 2 He MPUMEHUM MIPU UCCIEIOBAHIN MaJIOKIETOYHBIX 00pa3oB U 00pa3IoB C
HHU3KOHU COXPaHHOCTBIO TEHETHIECKOTO MaTepHralia, B YaCTHOCTH, MapauHOBEIX OJIOKOB, a
TAKXKe OTIUYACTCS TEXHUUSCKOU CIIOKHOCTHIO BBITIOJHEHUS U JUTUTEIHLHOCTHIO MTPOBEICHUS
HCCIIEIOBAHMUS.

Merton 3 mpeaocTaBiIsieT BEICOKOTOYHBIEC Pe3yabTaThl, MAKCHMAIBHO TTOJITHO
xapakTepusymomue 6q, OIHaKO OTINYaeTcs KpaiiHe BEICOKOH CTOMMOCTBIO aHaIH3a OJTHOTO
o0pasia, OTCYTCTBUEM B OOJBITMHCTBE MPAKTUUECKHUX JJaOOpaTOpuii HEOOXOAUMOTO
000pyIOBaHUS U PEAKTHBOB.

Merton 4, 3akimrodaroimuiics B amiutudukanuu Mmetogom TP mckombrx
nocienoatenbHocTer JIHK, pacmonokxeHHBIX Ha 6q B U3BECTHOM JOKAJIM3AINH,
XapaKTepu3yeTcsl BRICOKOH YyBCTBUTEIHHOCTHIO. OH IMO3BOJISIET UCCIET0BATh



MaJIOKJIETOYHBIE 00pa3mbl M apXHUBHBIN MaTepHal (3aMOPOXKEHHBIE 00Pa3I[bl OIYyXOJIEBIX
TKaHel u mapaduHOBBIE OJOKW) M OTIIMYAETCsI OTHOCUTEIHHOM MPOCTOTOM BHITOTHEHUS U
BO3MOXKHOCTBIO BOCIIPOU3BEICHHS METOAUKH B OOJBIINHCTBE MOJICKYIIPHO-T€HETUYECKUX
1abopatopuii.

TakuM 00pa3oM, TaHHBIA BapUaHT PEIICHHS IIOCTABICHHON 3a/1a4l MaKCUMaIbHO
COOTBETCTBYET TPeOOBaHUSIM BBICOKON YyBCTBUTEIBHOCTH aHAJIU3a, IPOCTOTHI
TEXHUYECKOW peaNn3anuy U BOCIPOU3BOAUMOCTH Ja00paTOPHOTO UCCIACTOBAHUSA.

Bo3MoxxHOCTB OMCKaA AeNenuil Npu KapTUPOBaHUHN XpoMocoM MetoaoM I[P
peanusyeTcs MpH aHanu3e MOJIUMOPQHBIX JIOKYCOB MUKPOCATENIUTHBIX IOBTOPOB,
OTINYAIOIIUXCS BBICOKUM MPOIIEHTOM T'€TEPO3UTOTHOCTH, HA OCHOBAHHUH Pa3Nu4yuit
MHKPOCATEJUINTHOTO MPpO(HII B MaTepuaje OmyXxoJeBOd TKAaHW ¥ HOPMAJIBHBIX KIETKaX B
KadecTBe KOHTpousi. CpaBHEHHE MTPOBOAAT IYyTEM COMOCTABIEHUS JTHH
ammuunupoBanHbX ¢pparmeHToB JJHK, COOTBETCTBYIOMUX Pa3HBIM aJIENAM B MapHBIX
oOpasmax mpu pasaeneHnn u Busyanuszanun [I1[P-mpoxykra MeTogaMu ropnu30HTAIBHOTO
anexTpodopesa uiu KauuIsipHOTO ekTpodopesa. [locnennnii BapuaHT sBIsETCS
MPEANOYTUTENHHBIM, TTOCKOJIBKY 00J1a1aeT OONbIIeH pa3pelniaronei cnocoOHOCThIO 1O
CPaBHEHUIO C NMEKTPO(Ope3oM B MOTNAKPHUIAMUIHOM Telle.

[lepeunn TUHYKIEOTHIHBIX MUKPOCATEUINTHBIX MapKEPOB, KOTOPHIE MOTYT OBITh
HCIIOIB30BAHBI IJIs1 KAPTHPOBAHUS XPOMOCOM, ObLTH pa3paboTaHbl M IPEACTABICHEBI paHee
[13, 14] u mOCIyXUIU OCHOBOW BCEX MOCIEAYIOMNX 1a00PATOPHBIX CHUCTEM.

HanGomnee G1M3KUM aHAIOTOM IIpEJIaraéMoro U300peTeHHsI MOXKHO CYUTATh CHCTEMBI
MynbTUILICKCHBIX peakiuii ABI PRISM® Linkage Mapping Set, v2.5-HD5 u v2.5-MD10
npousBoncTBa komnanuu Applied Biosystems (Thermo Fisher Scientific, USA). Yka3anusie
CUCTEMBI NOAPA3yMEBAOT KAPTUPOBAHUE BCEX XPOMOCOM YEIOBEKA, B YACTHOCTH pPErvoHa
6q, 10 MUKPOCATEIITUTHBIM JOKyCaM, PacIOI0KEHHBIM ¢ HHTepBajoM 5 u 10 cM,
COOTBETCTBEHHO. B KauecTBe MX HeTOCTaTKa MOXHO OTMETUTH TOT (aKT, YTO COUYCTAHUS
OTIpeJIeNsIEMBIX MapKePOB B MYJIBTUIIIIEKCHBIX PEAKIHAX HE SBISIIOTCS COaTaHCUPOBAHHBIMHU
10 XPOMOCOMHBIM PETHMOHAaM, B YaCTHOCTH MOCJIEI0BAaTENbHOCTH 6p M 6q 00beTHHEHBI B
OJIHUX U TeX ke mpobax. Takum oOpa3om, MoapoOHBIN aHATU3 6q MOXKET OBITh TOCTUTHYT
TOJIBKO TIPH MCTIOIH30BAHNH MOJIHOI IaHEeIn KOMMEPUYECKOTo Habopa, 4To C yU4eTOM
CTOMMOCTH M30BITOYHBIX PEAKTUBOB U BPEMEHH Ha MPOBEACHHUE TOMOJHUTEIbHBIX
71a00paTOPHBIX HCCIETOBAHUM IPEACTaBIACTCS HEPALMOHAIBHBIM IS PEIICHUS
nocTaBiIeHHOM 3anaun. KpoMe Toro, B HacTosmee BpeMsl JaHHBIA KOMMEpPUYECKUI IPOIYKT
HE MPOMU3BOAUTCS M HEOCTYIICH ITOJIb30BATENSM, UTO SBJISETCS OCHOBHBIM HEI0CTATKOM
JAHHOTO aHajora.

Taxxe B paborax Merup et al. [11], Inoue et al. [15] u Starostik et al. [16]
MIpe/ICTaBICHBI APYyTHE BapHaHTHl aHAIOTOB CHCTEM KapTupoBaHus 6q. HemocTarkamu
IIEPBOI0 HCCIEN0BaHUS ABISIOTCS mposeaeHue [P B MOHOIIJIEKCHOM peKUMe U aHaN3
[T P-mpoaykTa METOIOM TOPU30HTAIBHOTO 3eKTpodope3a, 9To 00yCIOBINBAET BHICOKHI
pacxon OHOIOTHYECKOTO MaTepriia B MHOKECTBEHHBIX PEaKINUAX U HU3KOE pa3pellcHue
pe3yapTaTOB, COOTBETCTBEHHO. HeqocTaTok AByX APYyruX MCCIEA0BaHUMN 3aKI04aeTcs B
HEIOCTAaTOYHOM JIJIsl pELICHUs TTOCTABICHHON 3a1auil MOKPHITHHU 6q IpeaaaraeMbpIMu
aBTOpaMH MaHEeIIMU MUKPOCATEJUINTHBIX MOBTOPOB. Tak, B padore Inoue et al. [15] pernon
6021, Ha TOJIF0 KOTOPOTO MPUXOMAUTCS OOJNIbINAs YaCTh NEICIHHA IPH
OHKOT'eMaToJoTH4YecKuX 3aboneBanusx [1, 9-11], mpencraBieH ToIbKO 3
MHKpOCATeJUINTHBIMY JIOKycaMu. B paGote Starostik et al. [16] coBepieHHO HE OTpaskeHBI
MHUKpOCAaTeJUTUTHBIE TOBTOPHI IEHTPOMEpHOil obmactu 6.

3asBisiemMas rpynna u300peTeHHu HanpaBieHa Ha PelIeHHEe 3a1a4d CO3aHUs IPOCTOMH,
JOCTYTIHOH MU peanu3anuy B OONIBIIHMHCTBE MOJEKYIAPHO-TEHETHYECKHX TabopaTopuid, 1
MH()OPMATHBHON THATrHOCTHYECKOH TECT-CHCTEMBI M CII0C00a BBISBICHUS JeNenuii 6q npu
@JI, xak Mapkepa HeOIaronpUsITHOTO IPOTHO3a 3a00JIeBaHUS.

[MocraBnenHas 3amava pemieHa pa3paboTKO# TECT-CHCTEMEI C HA0OPOM MPaTMEPOB U
crioco0a BBISBIIEHHUS MTallHEHTOB C PHUCKOM HEOJIaroNpUATHOTO TeUeHNs (POUTHKYISIPHOIN
TUM(POMBI IO HAIMYHWIO 3HAYUMBIX JieJIeliii 6q B 00pasiie OImyXoJIeBOH TKaHH IpU
CpaBHEHHUU C HOPMAJIbHBIMHU KIETKaMH B Ka4€CTBE KOHTPOJIBHOTO 00pasia myTeM
IPOBEJEHHUs aHanu3a u3MeHeHu 20 MmukpocaTeuuTHbIX J0KycoB JIHK meTonom
myabsramiekcHoi TP ¢ mocnexytomum ¢pparmenTHeiM aHaiau3oM [11P-ipoaykToB.
BriOpaHnHBIE MEUKPOCATEIUTUTH PABHOMEPHO pacIpeeNieHbl Mo JUIHHE 6q OT HeHTPOMEPHOU
IO TEJIOMEPHOU 00NacTelt ¢ pe3yIbTUPYIOMUM HHTEpBaioM 5,7 ¢cM B cpegnem (1,7 -12,5
c¢M no nanubiM [13, 14]) u XapakTepu3yOTCS BHICOKUM YPOBHEM T€TE€pPO3UTOTHOCTH 82,5%
B cpenueM (75-91% mo manubM [13, 14]), 9To TakXke OTAWYAET MpejaracMoe n300peTeHne
OT M3BECTHBIX AHAJIOTOB.

PesynpraTroM nccnenoBaHmid, MPON3BEIEHHBIX aBTOPAMH 3asBIISIEMOTO H300peTeHHUS,
SIBJISIETCS] AUATHOCTUYECKAasl TECT-CUCTEMA U CII0CO0 OCYIIECTBICHUS JUATHOCTUKHU
nenenuii 6q ¢ ompeaeneHneM odnacreit ux moxanuzanuu npu OJI.



B omyOaMKOBaHHBIX HCTOYHHKAX JIUTEPATyPHl aBTOPAMHU HEe 00HApPYKEHO CBEACHHI,
KacCaroIUXCs PEaJIN30BAaHHOTO HOBOTO PEIICHHUS.

Hcnonp30BaHue B KIMHUYECKOM IPAKTUKE 3asIBISIEMOro cliocoba mo3BOJsET 10CTHYb
CAEAYIOINX TEXHUYECKUX PE3YyNbTaTOB:

1) onpenenenue nmporHo3a 3aboneBaHus Ha dTare NePBUYHON JUATHOCTHKH IyTeM
BBISIBIICHHS IPOTHOCTUYECKU HEONIArOoNpUsATHBIX T€HETUYECKUX aHOMAJIMN B OIyXOJIEBOU
TKaHW, a UMEHHO Jienenni 6q;

2) BbIACIEHUE 3HAUUMBIX B IaTOIEHE3€ OMYXOJIH XPOMOCOMHBIX PEFHOHOB MyTEM
UACHTU(UKAIUK 00J1acTel JeNeln MUKPOCATEeIUTUTHBIX JIOKYCOB, UMEIOIIUX U3BECTHbBIE
XPOMOCOMHEBIE JTOKaNU3alliH, KAK OCHOBBI HAIIPaBJIECHHOTO IMOKMCKA BOBJICYCHHBIX
OHKOTEHOB.

CyImHOCTB mpeasiaraeMoro u300peTeHus MosICHEHa Ha CIeIYIONINX Ipa@uIecKux
Marepuanax:

@ur. 1 - [Ty npaiimepos 1, oTHOCUTCS K IpuMepy | U npeacraBiaseT pe3ynbraT
HCCIIeI0BaHUsI MUKPOCATEIUIMTHBIX JIOKYCOB Y 3710poBOro noHopa. Ha rpaduxe
anekTpodoperpaMmel o ocu X otMmeuena qiauHa [T P-npoaykra, n.H. [To ocu Y oTmedeHa
MHTEHCHBHOCTH Quryopecuennnu mederoro [1I[P-nmpoxykra.

@ur. 2 - [1yn npaiiMepoB 2, OTHOCUTCS K IpuUMepy 1 U npencrasisieT pe3ynbrar
HCCJIeIOBaHUsI MUKPOCATEIUIMTHBIX JIOKYCOB Y 3710poBOro qoHopa. Ha rpaduxe
anexTpodoperpaMmel o ocu X ormeueHa mmHa [II[P-poxgykra, m.H. I1o ocu Y ormeuena
WHTEHCHUBHOCTH Quryopecuennnu mederoro [1I[P-nmponykra.

@ur. 3 - [lyn npaiimepoB 3, OTHOCUTCS K IpuUMepy 1 U mpencTaBiseT pe3yiabraT
HCCIIeTOBaHMS MUKPOCATEIUIMTHBIX JOKYCOB y 3M0poBoro soHopa. Ha rpaduxe
anexTpodoperpamMmel o ocu X ormedeHa mmuHa [TIP-ipoaykra, m.H. I1o ocu Y ormeuena
UHTEHCUBHOCTD (payopecueHuu medenoro [1I[P-npogyxra.

®ur. 4 - [lyn npalimepoB 4, OTHOCUTCS K IpUMepy | ¥ mpeacTaBiseT pe3yabTar
HCCIIeI0BaHNS MUKPOCATEIUITUTHBIX JIOKYCOB y 310poBoro noHopa. Ha rpaduxe
anexTpodoperpammel Mo ocu X orMmeueHa muHa [TI[P-ipoaykra, m.H. ITo ocu Y ormeueHna
WHTEHCUBHOCTH (uiyopecueHinu medenoro INIP-npoxykra.

@ur. 5 - OTHOCUTCA K IpUMeEpy 2 ¥ IPEACTABISAET PE3yabTaT UCCIEH0BaHNUS
MHUKpOCAaTEJUIUTHBIX JOKYcoB y nanuenTta X. Ha rpaduke anekrpogoperpammsr o ocu X
otrMeueHa januHa [TI[P-nponykra, n.H. [To ocu Y oTMedeHa HHTEHCUBHOCTH (hIIyopeCleHIIUH
meueHoro IIIIP-npoaykra. CTpenoukamMu yka3aHbl JJOKYChl yTPaThl OJHOTO U3 ajulesieil B
OITYXOJICBOM 00Opa3iie.

@ur. 6 - OTHOCUTCA K IpUMEpY 3 U IpeACTaBIseT pe3yabTaT UCCIACIOBaHUS TaHETH
MHKPOCATEJUINTHBIX JIOKycoB y manuenTa T. Ha rpaduxe snekrpodoperpammsl mo ocu X
ormeuena jqmHa [1I[P-poxykra, m.H. [1o ocu Y oTMedeHa HHTEHCUBHOCTD (IIyOpECIICHIINH
meueHoro ITIP-poagykra. CTpenoykaMu yKa3aHbl JIOKYCHl yTpaThl OAHOTO U3 ajieliel B
OTyX0JIEBOM 00pasIie.

CymHOCTB IpyNIbl H300peTEeHNH MOSICHEHA CIEAYIOIINMH TTepEeTHIMHI
NOCJIe0BaTEIbHOCTEH:

SEQ ID NO: 1 nocnegoBarenpHocTh HykiIeoTua0B JJHK Homo sapiens, mpsmMoii
npaiiMmep k gokycy D6S1681;

SEQ ID NO: 2 nocnenoarenbHoCcTh HykineotugoB JJHK Homo sapiens, oOpaTHbIi
npaiimep k jokycy D6S1681;

SEQ ID NO: 3 nocnenoBarensHoCcTh Hykineotnaos JJHK Homo sapiens, mpsimoi
npaiiMep k jgokycy D6S434;

SEQ ID NO: 4 nocnegoBarenpHocTh HykieoTu0B JJHK Homo sapiens, o6patHsrit
npaiiMep k nokycy D6S434;

SEQ ID NO: 5 nocnenoBarensHOoCTs HyKiaeotngoB JJHK Homo sapiens, mpsmoii
npaiimep k jgokycy D6S403;

SEQ ID NO: 6 nocinenoBarenpHOCTh HykieotunoB JJHK Homo sapiens, oOpaTHbrit
npaiiMmep k gokycy D6S403;

SEQ ID NO: 7 nocnenoBarenpHocTh HykieotunoB JJHK Homo sapiens, npsmoii
npaiimMep K Jokycy D6S1613;

SEQ ID NO: 8 nocnenoBareixsHoCTs HyKi1eoTna0B JJHK Homo sapiens, oOpaTHbIi
npaiimMep k nokycy D6S1613;

SEQ ID NO: 9 nocnegoBarenpHocTh HykieoTua0B JJHK Homo sapiens, mpsmMoit
npaiiMep k 1okycy D6S292;

SEQ ID NO: 10 nocnenoBarenpHocTh HykieoTunoB JJHK Homo sapiens, oOparablit
npaiimep k jgokycy D6S292;

SEQ ID NO: 11 nocnenoBarensHoCcTs HyKiaeotnaoB JJHK Homo sapiens, mpsamoi
npaiiMep k jgokycy D6S460;

SEQ ID NO: 12 nocnenoBarenbHocTh HykieoTuaoB JJHK Homo sapiens, oOpaTHbIii
npaiiMep k nokycy D6S460;



SEQ ID NO: 13 nocnenosarenpHOcTh HykieoTunos JJHK Homo sapiens, mpsamoit
npaiiMmep k jgokycy D6S287;

SEQ ID NO: 14 nmocnenoBarenbHocTs HykieotuaoB JJHK Homo sapiens, oOpaTHbIit
npaiiMep k nokycy D6S287;

SEQ ID NO: 15 nocnenosarensaocth HykieoTunos JJHK Homo sapiens, mpsamoit
npaiimep k jgokycy D6S300;

SEQ ID NO: 16 mocnenoBarensaocTs HykieotunoB JJHK Homo sapiens, oOpaTHBIit
npaiiMmep k jgokycy D6S300;

SEQ ID NO: 17 mocnenoBarenbHocTs HykiieotunoB JJHK Homo sapiens, npsimoit
npaimep k nokycy D6S311;

SEQ ID NO: 18 nocnenoBarenprocTh HykieoTunos JJHK Homo sapiens, oOparabIit
npaiimMep k nokycy D6S311;

SEQ ID NO: 19 nocnenoBarenbHocTh HykieotuaoB JJHK Homo sapiens, mpsmoii
npaiiMep k nokycy D6S447;

SEQ ID NO: 20 nocnenoBarenpHocTh HykieoTunoB JJHK Homo sapiens, oOparHblit
npaiimep k jgokycy D6S447;

SEQ ID NO: 21 nocnenosarenpHOCTh HykieoTunos JJHK Homo sapiens, mpsamoit
npaiiMep k jgokycy D6S262;

SEQ ID NO: 22 nocnenoBarenbrocTs HykieotunoB JJHK Homo sapiens, oOpaTHbIit
npaiiMep k nokycy D6S262;

SEQ ID NO: 23 nocnenosarenpHocTh HykieoTunos JJHK Homo sapiens, mpsamoit
npaiimep k jgokycy D6S441;

SEQ ID NO: 24 mocnenoBarensaocTs HykieotunoB JJHK Homo sapiens, oOpaTHsrit
npaiiMmep k jgokycy D6S441;

SEQ ID NO: 25 nocnenoBarenbHocTs HykieotunoB JJHK Homo sapiens, npsimoit
npaitmep k aokycy D6S305;

SEQ ID NO: 26 nocnenoBarenpHOcTh HykieoTunos JJHK Homo sapiens, oOparabIit
npaiimMep k nokycy D6S305;

SEQ ID NO: 27 nocienoBarenbHocTh HykieotuaoB JJHK Homo sapiens, npsmoii
npaiiMep k 1okycy D6S446;

SEQ ID NO: 28 nocnenoBarenpHocTh HykieoTunos JJHK Homo sapiens, oOparablit
npaiimep k jgokycy D6S446;

SEQ ID NO: 29 nocnenosarenpHocTh HykieoTunos JJHK Homo sapiens, mpsamoit
npaiiMmep k jokycy D6S261;

SEQ ID NO: 30 mocnenoBarenbHocTs HykiieotuaoB JJHK Homo sapiens, oOpaTHBIi
npaiiMmep k nokycy D6S261;

SEQ ID NO: 31 nocnenoBarenpHOCTh HyKieoTuaoB JJHK Homo sapiens, mpsamoit
npaiimep k jgokycy D6S1594;

SEQ ID NO: 32 nmocnenoBarenbaocTs Hykiieotun0oB JJHK Homo sapiens, oOpaTHBIit
npaiiMep k gokycy D6S1594;

SEQ ID NO: 33 nocnenoBarenpHocTh HykieoTuaoB JJHK Homo sapiens, npsmoit
npaimep k Jokycy D6S1719;

SEQ ID NO: 34 nocnenoBatenpHOCTh HykiieoTunos JJHK Homo sapiens, oOparubIit
npaiimep k jgokycy D6S1719;

SEQ ID NO: 35 nmocienoBarenbHoCcTh HykieotuaoB JJHK Homo sapiens, mpsmoii
npaiiMmep k 1okycy D6S415;

SEQ ID NO: 36 mocnenoBarensHoCTs HykiieotunoB JJHK Homo sapiens, oOpaTHBIi
npaiimep k jgokycy D6S415;

SEQ ID NO: 37 nocnenoBarenpHOCTh HykieoTuaos JJHK Homo sapiens, mpsamoit
npaiiMmep k jokycy D6S430;

SEQ ID NO: 38 nmocnenoBarenbHocTs HykiieotunoB JJHK Homo sapiens, oOpaTHBIi
npaiimep k nokycy D6S430;

SEQ ID NO: 39 nocnenosarenpHOCTh HyKieoTHnoB JJHK Homo sapiens, mpsamoit
npaiimep k jgokycy D6S407;

SEQ ID NO: 40 mocnenoBarensHocTs Hykiieotun0oB JJHK Homo sapiens, oOpaTHBIit
npaiiMmep k gokycy D6S407.

Hyxkneorunneie mocienoBarenbHOCTH paiiMepoB k okycam D6S292 u D6S441 6putn
3aMMCTBOBaHbI U3 paboTel Gyapay et al. [14], MOCKOJIBKY MPEAOCTABISAIN ONTUMAIBHBIN
BAapHAHT aMIUTH(UKANNHA HCKOMOW MUKPOCATEIUTUTHON MTOCIeT0BaTEIHbHOCTH,
YIOBJICTBOPSAIOIIHHA TpeOOBaHUAM pa3padbaTsiBacMoil TecT-cucTeMbl. K ocTanbHbIM 18
MHUKPOCATEJUIMTHBIM JIOKycaM OBLITN MOAOOpPaHBI OPUTHHAIBHBIE CIIEHU(UIHBIE Taphl
OJIMTOHYKJICOTH/IOB, paHee He ONHMCAHHBIE B TUTEPAType.

CymHOCTB TpYMITBl H300pETEHNUS 3aKII0YAETCS B CIENYIONIEM.

Pazpaborana tecT-cucrema.

CocTaB TeCT-CUCTEMBIL:



1) mapsr npssMoro u oOpaTHOTO NpaiMepoB K 20 TUHYKICOTHIHBIM MUKPOCATEIUIUTHBIM
Mapkepam, 00beIMHEHHBIM B 4 MYJIBTUIIIIEKCHBIX ITyJla COOTBETCTBEHHO 4 peaKIHOHHBIM
cMecsIM

1 myn:

- tokyc D6S1681, pacnonoxxeHHHIH B JIokyce 6q14 (nmpsmoit npaiimep SEQ ID NO: 1,
2,5 nmoub/MKIT; 00patHbii mpaiiMep SEQ ID NO: 2, meuennsiit FAM, 2,5 nmonb/n);

- mokyc D6S434, pacnonoxxeHnHoM B nokyce 6q21 (mpsimoit mpaiimep SEQ ID NO: 3, 10
MouTb/MKJT; 00paTtHeIi npaiimep SEQ ID NO: 4, meuennsnii ROX, 10 nmons/n);

- jokyc D6S403, pacnonoxxeHHOM B Jokyce 6q23 (mpsmoii npaiimep SEQ ID NO: 5, 5
nMoJib/MKJT; oOpartubsiid paimep SEQ ID NO: 6, meuennslii FAM, 5 nMmonb/n);

- mokyc D6S1613, pactonoxennoM B nokyce 6q16 (mpsamoii mpaitmep SEQ ID NO: 7, 5
nMoJb/MKI; oOpatHbiii ipaiiMep SEQ ID NO: 8, meuennsiit ROX, 5 mmonb/i).

2 mymn:

- tokyc D6S292, pacrionoxxeHHOM B J10Kyce 6423 (mpstmoit mpaiimep SEQ ID NO: 9, 5
nMoJib/MKI; oOpatublil ipaiimep SEQ ID NO: 10, meuennsiit FAM, 5 nmouns/n);

- 1okyc D6S460, paconoxxeHHoM B Jokyce 6q14-15 (nmpsimoii mpaiimep SEQ ID NO: 11,
10 mmous/MKIT; 06paTHBIH npaiimep SEQ ID NO: 12, meuenssiit ROX, 10 mmomns/mn);

- njokyc D6S287, pacnonoxxeHHOM B Jokyce 6q22 (npsimoii npaiimep SEQ ID NO: 13, 10
nMoutb/MKJI; 00patHbii paimep SEQ ID NO: 14, meuennsii ROX, 10 nMonb/n);

- tokyc D6S300, pacrionoxxenHoM B jokyce 6q 16-21 (mpsmoii npaiimep SEQ ID NO:
15, 4 nmons/MKir; o6parsslit npaiimep SEQ ID NO: 16, meuennsiii FAM, 4 nMouns/i);

- 1okyc D6S311, pacnionoxkeHHOM B JIoKyce 6q24-25 (npsmoii mpaiimep SEQ ID NO: 17,
4 nmmouns/MKI1; 06parueii npaiimep SEQ ID NO: 18, meuennsiii FAM, 4 mMouns/m).

3 nyn:

- 1okyc D6S447, pacnonoxxenHoM B Jokyce 6q21 (mpsmoii npaiimep SEQ ID NO: 19, 10
nMoJib/MKIT; oOpatHblid ipaliMmep SEQ ID NO: 20, meuennsiii ROX, 10 nMonb/n);

- tokyc D6S262, pacrionoxxeHHOM B J0Kyce 6423 (mpsimoit mpaiimep SEQ ID NO: 21, 4
nMoJb/MKJI; oOpatHblil ipaiimep SEQ ID NO: 22, meuennsiit FAM, 4 nMounb/n);

- 1okyc D6S441, pacmonoxeHHOM B JoKyce 6q25 (mpsmoii mpaiimep SEQ ID NO: 23, 15
mMoutb/MKJ; 06paTtHbi paiimep SEQ ID NO: 24, medennsiit ROX, 15 nMmons/n);

- n1okyc D6S305, pacnonoxxeHHOM B Jokyce 6q26 (nmpsimoid npaiimep SEQ ID NO: 25, 5
nMoJib/MKJI; oOpaTHbelid npaiiMmep SEQ ID NO: 26, meuenubiii FAM, 5 mMonb/n);

- tokyc D6S446, pacrionoxxeHHOM B J10Kyce 6427 (mpsimoit mpaiimep SEQ ID NO: 27,
3,75 nmons/Mii; ooparHseiid npaitmep SEQ ID NO: 28, meuenusiit FAM, 3,75 nMouns/m);

- jokyc D6S261, pacnonoxkeHHOM B Jokyce 6q21-22 (npsmoit npaiimep SEQ ID NO: 29,
5 nmoas/MKiT; o6patHelil mpaiimep SEQ ID NO: 30, meuennsiit FAM, 5 nMouns/i).

4 mymn:

- 1okyc D6S1594, pacnionoxxeHHoM B jokyce 6q21 (npsimoit mpaiimep SEQ ID NO: 31,
3,75 nMonw/MKiI; o0paTHbId npaiiMep SEQ ID NO: 32, meuennsiit FAM, 3,75 nmounb/n);

- mokyc D6S1719, pacnonoxenHoM B okyce 6q26-27 (mpsamoit mpaiimep SEQ ID NO:
33, 5 nmonw/Mki; ooparHsiid npaiimep SEQ ID NO: 34, meuennsiit FAM, 5 nMmomns/n);

- 1okyc D6S415, pacnonoxkeHHOM B Jokyce 6q25.3 (mpsamoii npaiimep SEQ ID NO: 35,
10 mmous/MKIT; 06paTHeIiA npaiimep SEQ ID NO: 36, meuennsrit ROX, 10 mmomns/m);

- 1okyc D6S430, pacnonoxxeHHoM B Jokyce 6ql12 (mpsimoii mpaiimep SEQ ID NO: 37, 10
nMoJib/MKJI; oOpaTHbld npaiiMep SEQ ID NO: 38, meduennsiii ROX, 10 nMonb/n);

- tokyc D6S407, pacrionoxxeHHOM B J10Kyce 6q22-23 (mpsimoii mpatimep SEQ ID NO: 39,
5 nmonbe/MKIT; oOpatHsId npaiiMep SEQ ID NO: 40, meuennsiit FAM, 5 nmons/m).

Kaxxnomy mynmy COOTBETCTBYET OJlHA IIPOOUpPKa CO CMECHIO MpaiMepoOB, KOTOpast
MOTOTABINBAETCS ITyTEM CMEIINBAaHNSA CTOKOB CHHTE3HPOBAaHHBIX OJUTOHYKJICOTH/IOB B
MIPUBEASHHBIX KOHIIEHTPALNAX, 00ecIeynBaomnX Handoiee O1aronpusTHIE yCIOBHS
nposeneHus [1L[P. O6beM roToBoi cMecH mpaiiMepoB, HEOOXOAMMBIN NI aHAJIN3a OJJHOTO
obOpasna - 1 MK

2) PeaxTuBsl 1151 npoBeeHUs MyapTuniekcHou I11P:

- 10x I[IIIP-bydep-b (OO0 "CUHTOJI", Poccus) B mpobupkax mo 500 Mk u3 pacuera 1
npobupka Ha 150 peaknuii;

- cmech ANTP (koHIEHTpaImsa KaXXa0To Je30KCHHyKIeoTuaATprudocdara 25 MM) B
npo6upxkax mo 500 mkn u3 pacuera 1 npodupka Ha 150 peakumii;

- 25 MM pactBop MgCl, B mpobupxkax mo 500 Mk u3 pacuera 1 npobupka ra 300
peakuuu;

- Tag-momumepasa 5 ex./mMkn B mpooupkax mo 1000 Mk u3 pacuera 1 mpodupka Ha 2000
peakuuii;

- IeMOHU3NpPOBaHHAas Boja Bo (makonax mo 50 mur u3 pacyera 1 pmakon na 3000
peaKuui.



Oco0eHHOCTB 3a9BIAEMOTO CIIOCO0a 3aKII0YaeTCsI B TOM, YTO ONPEIEIAIOT N3MECHEHHS
COBOKYMHOCTH 20 MUKPOCATEIITUTHBIX MapKepoB TecT-cucTeMbl. [lpu peanuzannu cocoba
OCYIIECTBISIOT aHAJIN3 U3MCHEHUH MUKPOCaTeIuTHBIX JIokycoB JIHK B oOpasiie
OITYXOJIEBOW TKaHH IPH CPAaBHEHHH C KOHTPOIBHBIM 00pa3rom metonom I1LIP Ha
OCHOBAaHMM Nocienyrwmero ananusa mimH [IIP-npoxykTos.

AMIUIHpUKAIHIS HCCIETyEeMbIX JIOKYCOB MIPOU3BOAUTCS B YCIOBUIX 4 pEaKIIMOHHBIX
CMecell COOTBETCTBEHHO 4 myJjlaM IpaiMepoB METOAOM MyJsbTuIieKcHOM TTLIP.
OnTuManbHBIe COYETAHMS CTEUPUIHBIX TTap MpaiMepoB K MepeunCcIeHHBIM
MHUKPOCATEJUIUTHBIM JIOKycaM B 4 IyJax, OnpeAeicHHbIe HA OCHOBAHUH UCKIIIOUEHUS
BEPOSTHOCTH B3aUMHOTO OTKUTA U 00pa30BaHUS JUMEPOB H C YUETOM JyulIiei
BU3yanu3anuu oraeabHbx [IIP-npogykToB, pa3neleHHbIX 0 JJIMHE U KaHATY
(diyopecueHIuy, a Takxke ycinoBus nposeneHus [P u cooTHONEHNs KOHIICHTpaIui
pEareHToB SBISIOTCS OPUTHHAIBHON 0COOCHHOCTBHIO 3asBISIEMOT0 H300pETEHUS.

3asBIsIEMBIi CTOCOO OCYIIECTBIACTCS COTIACHO ONMUCAHHON J1ajiee METOIUKE.

1. ITonroroBka MaTepuagoB U KOMIIOHEHTOB

Hccaenyemplii MaTepual mpeacTaBieH 00pa3ioM OMMyX0oJeBOH TKaHH, B KAYECTBE
KOTOPOIO JOIIyCTUMO UCIIOIb30BAHUE CIEAYIOUIUX UCTOUHUKOB!

- (hparMeHT omyxoyieBoro buonrara (oo0bemomM He MeHee 0,5 MM3);

- cpe3bl ¢ mapaduHOBBIX 010KOB (B KotmdecTBe OT 2 10 10 mpu Tonmuue cpe3a 10 MKM B
3aBUCHMOCTH OT 00beMa 3aKII0YeHHOTO MaTepHaa) ¢ rmocieayomei nenapapuHu3anuen
COTJIaCHO CTAHIAPTHBIM METOIHKAM;

- KJIETKH nepudeprdeckoil KpoBH MM acnupaTa KOCTHOTO MO3Ta IpH JOKa3aHHOM
VHBIMHA METOJJaMH HAIMYHH JICHKEMHU3aIiH WIN BOBICUCHUN B OITYXOJEBBIN MPOIECC
kocTHOTO Mo3Tra (10 Mt B mpobupke ¢ pactBopom D/ITA).

Jloyist omyXoJIeBbIX KJIETOK OT OOIIeH KJIETOYHOCTH 00pasiia 1okKHa ObITh HE MEHee
10%, uTO omnpeneneHo YyBCTBUTEINbHOCTBIO MOJIEKYISAPHOTO UCCIIEIOBaHHUS.

B xadecTBe OTpHUIIATEIEHOTO KOHTPOJS UCIIOIB3YIOT BHECEHHUE B COCTAB PEAKITHOHHOM
cmecu [P nemonnszupoBanHbIil Bojabl BMecTo MaTtpulbl JTHK.

B xadecTBe mapHOTO HOPMAJIHHOTO 00pa3ia B MapauieIbHOM HCCIEIOBAHIT
menecoo0pa3Ho HCIOIB30BaTh KICTKH MepupEepUIeCKOl KPOBU TOTO KE MAICHTA, a B
cilyyae JISHKeMHU3allHH - KJIIETKH OyKKaJIbHOTO SIUTENHs, YTO 00ecredBaeT Haludne
KOHTPOJISL M JOCTOBEPHOCTD aHANH3A.

DparMeHTHI OMYX0JIEBEIX OMOMTATOB MOTYT OBITH B3ATH B pabOTy HEMOCPEICTBECHHO
MOCJIC BBIMTOTHEHUS OMOTICHH WITH TIOCJIE 3aMOPaXKMBAHUS IPH TEMIIEpaType HE BBIIIIE
muHyc 30°C 6€3 UCIoIbp30BaHUs KPUOKOHCEPBAHTA.

2. Beinenenune JIHK u3 omyxoneBoif TkKaHW OMOTNTATOB M AenapauHU3HPOBAHHBIX
Cpe30B

[ToaroToBKy MpOBOISAT MO U3TOKEHHOU paHee meToauke [17]. 3abop kiaeTok acmupara
KOCTHOTO MO3Ta MU Mepu(epruIecKord KpOBH OCyIEcTBIAIOT B 10 M mpoOupKy ¢
pactBopoMm DJITA. Brimenenue JJHK npoBonsT mo 000# U3 cTaHAAPTHBIX METOIHK.

[TIIP nmpoBoAsIT B cOCTaBE pEAKIIMOHHON CMECH MyTEM CMEIINBAHUS CIEAYIONIUX
KOMITOHEHTOB B 0,2 MJI MUKpOTIpOOHpKax:

- 3 mxa 10x 6ydepa (IILP-Bydep-b, OO0 "CUHTOJI", Poccus);

- 3 mxa cmecu ANTP (koHIEHTpanus Kaxa0ro qe30KcuHykieotuarpudocdara 25 mM);

- 1,5 mxn 25 MM pactBopa MgCl,;

- He Meree 20 ur renomuo# JIHK (B cpexremM B 00beMe BOJHOTO pacTBOpa OT 2 MKI 110 5
MKJ);

- 1 MKJI OTHOTO U3 YETHIpEX MYJIOB MpaMepoB;

- 2,5 en. Taq-nonumepassl;

- JIGMOHU3HWPOBaHHas BOAa /10 o0miero o0beMa peakinOHHOW CMeCH 25 MKIL.

3. [locTaHOBKA peaKIuu

[ITP npoBOAAT NpH CIEAYIOMUX yCIOBUAX!

- nepBUuHas aeHaTypauus 95°C 10 MunyT;

- 35 nukioB neHatypanuu npu 95°C 40 cexynn, omxura npu 57°C 40 cexkyHn,
snonrauuu npu 72°C 30 cexyHn;

- 3aKJIIOYUTEeIbHas 35oHranus npu 72°C 5 MUHYT.

4. Y4er pe3ynbTaToB

[IponyxTs! amnnudukanuu B pazsegeHuu 1:60-100 cmemmBaioT ¢ hopMaMuIOM B
cooTHoweHuu 1:3 u genarypupytot npu 95°C B TedeHune 3 MUHYT, 1OCJIE YEro TPOBOAST
(parMeHTHBIN aHAIN3 Ha OCHOBE KallMJUIIPHOTO 3JIeKTpodope3a Ha TCHETHIECKOM
aHanmu3aTope. ABTOpaMH 3asBISIEMOr0 H300peTeHUs ObLT HCIOIB30BaH T€HETHIE CKII
ananuzatop Harmodop-05 (OO0 "CUHTOJI", Poccus).

5. UnTepnperauus pe3yabpTaToB



Hanwune nenerum pernoHa 6q ONpenessioT B ciydae reTepO3UTrOTHOTO HACIeI0BaHUS Ha
OCHOBaHHMH OTCYTCTBHUS IMHUKOB OJHOTO M3 aJlJIeIed I YMEHBIICHHUS] HHTEHCUBHOCTH €0
(hiIyopecueHIIuY 110 OTHOIIECHHIO K TUKY BTOPOTO aJlIeNisi COOTBETCTBYIOIIETO
MHKPOCATEJUIUTHOTO JIOKYCa B ONyX0JIEBOW TKaHH NPU CPAaBHEHNHU C KOHTPOIHHBIM
oOpasunom. Hannuaune nenenun pernona 6q y manuenra ¢ ®JI orHocur ero k rpymie
BBICOKOTO PHCKa U MO3BOJISIET MPE/IoaraTh y HEro HeOIaronpusTHOE TEYCHHE
3a00JIeBaHUS.

CymHOCTB IpynIel H300peTeHNH MosiICHEHa TPUMepaMy KOHKPETHOH pean3aliii,
KOTOpbIE HE OTPaHUYHUBAIOT 00BEM IIPaB.

[Mpumep 1. Texaudeckue ycloBuUs 3asBIIEMOro criocobda OblH pa3paboTaHbl U
oTpaboTaHsl ¢ ucnonap3oBanuem obdpasnos JIHK kierok nmepudepuueckoii kposu 4
3II0POBBIX IOHOPOB. B momonmHUTENbHON rpymie u3 28 370pOBHIX JOHOPOB ObLIA JIOKa3aHa
paboTOCIMOCOOHOCTh U BOCIIPOU3BOIMMOCTh Pa3pad0OTaHHOW JUAarHOCTUUYECKON TECT-
CHUCTEMBI.

B rabnuie 1 npeacraBieHsl JaHHBIE 00 aJIeIbHOM Pa3HOOOpA3HH HCCIIEyEeMbIX
MHUKPOCATEJUIUTHBIX JOKYCOB B TOHOPCKOM MOMYJISLIHUH.

Ha ®ur. 1-4 otob6pakeHsl anekTpodoperpaMmsl, monydeHasie npu ananuse JJHK ogxoro
13 JIOHOPOB, COOTBETCTBEHHO ITyJIaM cMecel IpaiiMepoB 1 KaHaimaMm (QIyopecHeHIn .

Ipumep 2. [Manuent X. uarnos: ¢pomukyasapHas JuMdpoma 3 MopdoaoruiecKkoro Tuia
¢ TpaHcopMalrel B KpyIHOKICTOIHYIO JIHMpoMy, 6 KypcOB XUMHOTEpanuu 1 JTHHUH,
nporpeccus 3a001eBaHus MOCIe OKOHYAHUS JICUSHUS B Te€UeHHE MecsAa, XUMUOTepanus 2
JUHUU, pePPaKTEepHOCTH, CMEPTh.

[To naHHBIM CTaHAAPTHOTO MUTOTEHETHIECKOTO UCCICIOBAHUS B OIIyXOJIH BBHISBICH
KOMIUIEKCHBIH KapHOTHIT C MHO)KECTBEHHBIMH XPOMOCOMHBIMH HapyIIECHUSAMH:
JOIOJIHUTENbHOM XpoMocoMoil X, neienuei KOpoTKOro Ijiedya XpoMOCOMBI 1, JepuBaTaMu
xpomocoM 3, 6 u 11 (47XY,+Xdel(1)(p36),del(3)(?q23),add(6)(q26),del(6)(q26)ort(6;6)
(926;926),add(11)(q25)[cp1]/47,XY,+X[10], idem der(3)del(3)(?q 13) [cp 12]/47,XY,+12
[11/46,XY[6]).

Ha ®wur. 5 npeacTaBieHbl pe3ylbTaThl HCCAEIOBAHUS AHEIW MUKPOCATEIUTUTHBIX
JOKYCOB B KOHTPOJIBHOM H OITyXO0JIEBOM 00pa3max ManneHTa X., a TakKe MpUMepHs
anexTpodoperpaMM OTACIBHBIX JOKycOB. [1o TpeM MUKpocaTeTuTHEIM JokycaM (D6S292,
D6S403, D6S311) B omyxosieBOi TKaHM OTMEUYEHA yTpaTa OJHOTO U3 ajuiesei, 4To
CBHJIETEIBCTBYET O HAIMYNH JEJIEIIHH COOTBETCTBYIOIIET0 XPOMOCOMHOTO perrnona. B
JAHHOM CITydae NMPOTSHKEHHOCTH JIENICIINH PaclpoCTPaHsIeTCsl Ha IUTOTEHETHYECKIe
peruoHs 6q23-25.

B paccMoTpeHHOM mpuMepe MONEKYIIpHOE H IUTOT€HETHYECKOe NCCIETOBAHNS
BBISIBIJIN JIENIEHIO 6q Kak (akTop HeOIarompuaTHOTO MporHo3a y nanuenTa ¢ OJl ¢
IpPOTrpeCcCUpPYIOMUM TeueHueM 3aboneBanus. [IpoBeIeHHBIN aHANN3 MUKPOCATEIIUTHOTO
npo¢uis MOATBEPANIT HEOMAaronpUsTHEIN IPOTHO3 TEUCHUS 3a00I€BaHUS U MPEICTaBUI
Oojee TOYHBIE JaHHBIE JTOKATH3ANNUN 00JIACTH MOTEPH T€HETHYECKOTO MaTepHaa, 4To
uMeeT QyHIaMEeHTaJIbHOE 3HaYeHUe IS M3yYeHHUs MaToreHe3a OMyXOoJIH.

[Mpumep 3. [Manuent T. @omnukynsapHas auMdpoma 3A MOPHOIOTHIECKOTO THIIA, 6
KypCOB XUMHOTEpanuu 1 JTHHUH, peMHCCHS 3a00JI€BaHNS, pAHHUH PEIUANB Yepe3 TOX
10CJIe OKOHYAHHUS JISYSHHS, XUMHOTEpaInus 2 TUHUHU, BTOpask PEMHUCCHSL.

Ha ®ur. 6 npeacTaBieHbl pe3ylbTaThl HCCIEIOBAHUS TAHETH MUKPOCATEIUTUTHBIX
JOKYCOB B KOHTPOJIBHOM H OITyX0JIEBOM 0oOpasmax manuenTta T., a Takke MpUMepHI
anekTpodoperpaMM OTAEIBHBIX JOKycoB. [lo TpuHaAIATH MUKPOCATEUIMTHBIM JIOKyCaM
(D65S430, D6S1681, D6S460, D6S1613, D6S434, D6S1594, D6S287, D6S407, D6S441,
D6S415, D6S305, D6S1719, D6S446) B ommyxoneBol TKaHU OTMEUYEHA yTpaTa OTHOTO W3
ajieneil, 4To CBUACTEIbCTBYET O HAJIMUUU JIEJIELIUU COOTBETCTBYIOLIErO0 XPOMOCOMHOTO
peruoHa. B mpuBeaeHHOM ciiydae IPOTSHKEHHOCTh JeJIELUU pacIpoCcTpaHseTcs Ha TpU
HE3aBHCHMBIX IUTOT€HETHUECKOTO PETHOHA, Pa3eIeHHBIX 00JacTIMH COXpaHEHNUs
rerepo3urotTHoctu: 6ql2-21, 6q22-23, 6q25-27, 4TO CBUIIETEIBCTBYET O CI0XKHOM
XapakTepe reHeTHUYEeCKUX HapylUIeHUH y JaHHOIO MalieHTa. B mpakTH4ecKoM OTHOLIEHUH Y
JAHHOTO MaIlMeHTa C Aesnenueit 6q MOATBepaAUIICS HeOIaronpusITHRIN IPOTHO3 3a00IeBaHNUS,
a UMEHHO - Pa3BUTHE PAHHETO PELHINBA.

VY maHHOTO ManKeHTa OTCYTCTBOBaIa TEXHUYECKass BO3SMOXHOCTh IIPOBEIEHUS
LUTOTCHETUYECKOTO UCCIAEAOBAHUS MaTepHaia OMyX0oiau, JOCTyITHOTO B Ka4eCTBE
napauHOBEIX 0JI0KOB. TakuM 00pa3oM, IMEHHO NPEIOKEHHBIN METO MOJIEKYISIPHOTO
HCCIIeIOBAaHUS MTO3BOJIIII PACIIMPUTH HH(POPMAINIO O TeHETHYECKUX adeppanusix
OIIyXOJIEBOTO KJIOHA.

IIpumep 4. [larmentka I1. Ponaukynspras MOp(OIOrHIEeCcCKOro Tuma, 6 KypcoB
XUMHOTEpanuu | TWHUN, pEMHUCCHSI.

VY naHHOMW MallMeHTKHU IPH MCCIEIOBAHINN MUKPOCATESIITUTHOTO MPOUIIs He ObLIH
BBISIBIIEHBI a0eppanuy MUKPOCATEIUTUTHBIX TIOBTOPOB, CBUAETEIbCTBYIONINE O JeIenun 64,



YTO TO3BOJISIIO MPEAMOIOKUTE OIArONPUIATHBIA IPOTHO3 3a00eBanus. JleficTBuTeNbHO,
HECMOTPS Ha HAIMYUE SKCTPAHOMAIBHBIX 04aroB MOPaXEHUsS, 9TO OOBIYHO COUCTACTCS C
arpeccuBHbIM TeueHuem DJI, nanHas MalMeHTKAa HAXOAUTCS B JJTUTEIbHOM MOJTHON
peMuccHH.

Takum 00pa3om, IPOBEACHHBIC aBTOPAMU HUCCIICOBAHUS TTO3BOJIUIN OTIPEACIUTh HAOOp
OJIMTOHYKJICOTHIHBIX MpaiiMepoB, pa3paboTaTh TUarHOCTHYECKYIO TECT-CUCTEMY IS
BBISIBIICHUS JICJICIIUA 00J1acTU 6 MPHU 3710Ka4e€CTBEHHBIX HOBOOOPa30BaHUAX U CITIOCO0
BBISIBJICHUS MMAITUEHTOB C PUCKOM HEOJIArOMpUATHOTO TCUCHUS (DOIUTHKYIIPHON TUM(OMBI
[0 HAJIMYUIO 3HAYUMBIX JeJICIHi JJIMHHOTO Tie4a 6 XpOMOCOMBI, YTO Peann3yercs IMyTeM
BBITIOJIHEHUSI MyJIbTHIIIIEKCHOH TP ¢ HabopoM opUTHHATBHBIX OJUTOHYKICOTHIHBIX Tap
npaiiMmepoB 20 MUKPOCATEINIUTHHIX JTOKYCOB C MTOCIEAYIONEro (parMeHTHBIM aHATN30M
[IIP-npoaykToB. Pe3ynbrarhl, mojrydaeMble MPU OCYIIECTBICHIH U300pETCHHUS,
MPUMEHUMBI MIPU OTPEEICHIH XapaKTepa MOCIeyOIIero TeYeHUs OIyX0JIeBOTO
3a00JIeBaHUS HA dTAIC NEPBUYHON JUATHOCTHKH U MOTYT OBITh IMOJIE3HBI B
nuddepeHuany METOI0OB TEPAITHH, & TAKKE MOTYT OBITh UCIIOIB30BaHbI IS
UACHTU(UKALMY 3HAYUMBIX B IATOTEHE3€ OIyXO0JIeil o0iiacTeil XpOMOCOMHBIX JIeNIeUi, YTO
B TAJBHEHIIIEM MTOCITYXUT OCHOBOH HAaIpaBICHHOTO TOVCKA BOBJICUCHHBIX OHKOTCHOB.

Hctounukn nHbOpMaIUU, MPUHITHIC BO BHUMAHUE ITPU COCTABICHUH OIHCAHUS K 3as5BKE
Ha BeImauy nmareHTa PP Ha n3zo6perenue «TecT-cucTemMa U Crioco0 BBISBICHUS MEICIHMA
JUTMHHOTO IIIe9a 6 XpOMOCOMBI»:
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Tabnuua 1. XapakTepHCTHKH annenbHoro pasHoo0pasus HCC/eIyeMBbIX
MHKPOCATEJUIMTHBIX JIOKYCOB B IPYMIe JOHOPOR

MukpocaTennuTHbi Juanazon anun anneneit AnnenbHeie
NOKYyC Munumansnas | Makcumaisnas | Meamana, | 4ACTOTHI (11.H.-%)
amuna [TLP- umama T[T P- m.H.
NpoayKTa, 1.H. npoaykTa, I.H.
D6S430 215 251 239 215-9,4%, 217-

4,7%, 235-1,6%,
237-29,7%, 239-
14,1%, 241-20,3%,
243-1,6%, 245-
6,3%, 247-9,3%,
251-3%

D6S1681 201 217 207 201-18%, 203-18%,
205-10,2%, 207-
24,2%, 209-21,1%,
211-2,3%, 215-
3,9%, 217-2,3%
D65460 166 184 174 166-29,7%, 170-
3,1%, 172-6,3%,
174-14,1%, 176-
26,6%, 178-6,3%,
180-9,4%, 182-
3,1%, 184-1,6%
D6S1613 128 156 142 128-4%, 130-4%,
132-4 %, 134-4%,
136-2,4%, 138-
8,6%, 140-8,6%,
142-21,1%, 144-
10,2%, 146-7,1%,
148-7,1%, 150-
5,5%, 152-8,6%,
154-2,4%, 156-
2,4%

D6S300 247 299 253 247-3.8%, 249-
30,4%, 251-3,8%,
253-28,8%, 255-
13,2%, 257-10,1%,
259-3,8%, 261-
3,8%, 299-2,3%
D65434 198 234 208 198-1,8%, 202-
6,5%, 204-12,8%,
206-28,4%, 208-
20,6%, 210-4,9%,
218-1,8%, 220-
4,9%, 222-8,1%,
224-4,9%, 232-
1,8%, 234-3.4%
D65447 234 248 242 234-9,4%, 236-
1,6%, 238-20,3%,
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240-17,2%, 242-
4,7%, 244-12,5%,
246-28,1%, 248-
6,3%

D651594

112

132

126

112-6,1%, 116-3%,
120-6,1%, 122-
9,2%, 124-21,7%,
126-26,4%, 128-
6,1%, 130-18,6%,
132-3%

D6S261

93

123

103

93-3,1%, 95-1,6%,
99-15,6%, 101-
26,6%, 103-6,3%,
105-14,1%, 107-
4,7%, 109-7,8%,
111-1,6%, 113-
1,6%, 117-3,1%,
121-12,5%, 123-
1,6%

D65287

233

255

245

233-3,3%, 239-
6,4%, 241-4,8%,
243-34,5%, 245-
4.,8%, 247-4,8%,
249-23 6%, 251-
9,5%, 253-4,8%,
255-3,3%

D65407

227

259

247

227-9,4%, 229-
4,7%, 233-1,6%,
241-1,6%, 243-
14,1%, 245-15,6%,
247-17,2%, 249-
21,9%, 251-6,3%,
253-3,1%, 255-
3,1%, 259-1,6%

D68262

154

170

160

154-1,7%, 156~
37,7%, 158-9,5%,
160-1,7%, 162-
1,7%, 164-6,4%,
166-26,7%, 168-
8%, 170-6,4%

D6S292

141

163

153

141-3,1%, 143-
1.6%, 147-1,6%,
149-17,2%, 151-
12,5%, 153-31,3%,
155-9,4%, 157-
3,1%, 159-9,4%,
161-3,1%, 163-
7.8%

D65403

258

274

264

258-10,3%, 262-

4%, 264-40%, 266-
18,1%, 268-11,8%,
270-11,8%, 274-4%
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D68311 251

293

283

251-1,9%, 253-5%,
255-8,1%, 257-
3,4%, 263-3,4%,
2635-14,4%, 267-
B,1%, 269-3,4%,
281-1,9%, 283-
8,1%, 285-8,1%,
287-11,3%, 289-
5%, 291-6,6%, 293-
11,3% -

D6S441 162

184

174

162-1,6%, 164-
1,6%, 166-1,6%,
168-14,1%, 170-
10,9%, 172-7,8%,
174-14,1%, 176-
6,3%, 178-9,4%,
180-15,6%, 182-
12,5%, 184-4,7%

D6S415 187

203

189

187-17,2%, 185-
42.2%, 191-18,8%,
193-1,6%, 201-
14,1%, 203-6,3%

D68305 227

| 287

241

227-23,4%, 229-
1,6%, 231-3,1%,
239-1,6%, 241-
26,6%, 243-9,4%,
245-6,3%, 247-
4,7%, 249-4,7%,
251-6,3%, 233-
6,3%, 255-1,6%,
257-3,1%, 287-
1,6%

D6S1719 161

187

179

161-4,7%, 175-
35,9%, 177-1,6%,
179-21,9%, 181-
9,4%, 183-12,5%,
185-10,9%, 187-
3,1%

D65446 191

199

193

191-34,4%, 193-
20,3%, 195-12,5%,
197-9,4%, 199-
23.4%

—
[lepeuens mocienoBaTenbHOCTEH

<110> ®exnepanbHOe TOCyIapcTBEHHOE OIOKeTHOE yupexaenue « HannonanbHbIi
MEIULIMHCKUHI UCCIeA0BATENbCKII IEHTP reMaToNorum» MuHucTepecTBa
3npaBooxpaneHus Poccuiickoit ®enepanuu (PI'BY "HMUIL] rematonoruun" Mun3npasa

Poccun)

Federal Governmental Budgetary Institution «National Research Center for

Hematology»

<120> TECT-CUCTEMA U1 CIIOCOB BBISABJIEHMS JEJELUN JJIMHHOI'O

ITJIIEYA 6 XPOMOCOMBI
<160> 40
<210>1
<211>22
<212> DNA
<213> Homo sapiens
<400> 1

ACACAGGCAT TCAAATCAGA GC

<210>2

<211>24
<212>DNA

<213> Homo sapiens
<400> 2

CACTCACCAC CTAAATGTTT CAGT
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<210>3

<211> 20

<212> DNA

<213> Homo sapiens

<400> 3

CAACACACAG GTAGTCCCCC
<210> 4

<211>19

<212> DNA

<213> Homo sapiens

<400> 4

AGCTCAGGGC TTATGCCAG
<210>5

<211>23

<212> DNA

<213> Homo sapiens

<400> 5

TCTGAAGAAA GAGGCGTTAA CCA
<210> 6

211> 17

<212> DNA

<213> Homo sapiens

<400> 6

CCGGCCCAAA GTCTTGT
<210>7

<211>23

<212> DNA

<213> Homo sapiens

<400> 7

AGGAAGACTC CACCTCATTT AAA
<210> 8

<211>22

<212> DNA

<213> Homo sapiens

<400> 8

TCAAGATTAA GTTCCTGGCC AT
<210>9

<211>22

<212> DNA

<213> Homo sapiens

<400> 9

AATTCACAAG ACACAATCTC AG
<210> 10

<211>25

<212> DNA

<213> Homo sapiens

<400> 10

AGAACTAAAG TTGCCTGTTC TTGTA
<210> 11

<211> 20

<212> DNA

<213> Homo sapiens

<400> 11

CCCAGGCTTA TAAAGGTGGC
<210> 12

<211> 20

<212> DNA

<213> Homo sapiens

<400> 12

TGGTTCTCTC ACCCTTTTGT
<210> 13

<211>25

<212> DNA

<213> Homo sapiens

<400> 13



GCTTCTGTAA TTTTCTATAG CCTAC
<210> 14

<211> 20

<212> DNA

<213> Homo sapiens

<400> 14

GCCTTTGCCC TGAGTATTGG
<210> 15

<211> 20

<212> DNA

<213> Homo sapiens

<400> 15

TGCCTTCTTA ATGCTGCTCA
<210> 16

<211> 20

<212> DNA

<213> Homo sapiens

<400> 16

ACTTGCTTCT CTTGCCTCAA
<210> 17

<211> 20

<212> DNA

<213> Homo sapiens

<400> 17

GGCAGTGGAC ATGGAACCTT
<210> 18

<211> 20

<212> DNA

<213> Homo sapiens

<400> 18

TGGATTCAGA GCCCAGGAAG
<210> 19

<211> 20

<212> DNA

<213> Homo sapiens

<400> 19

TTCTCTCGCT CTCTCACAGC
<210> 20

<211> 20

<212> DNA

<213> Homo sapiens

<400> 20

ATTCCAGAGA GCGGGGCAAA
<210> 21

<211>21

<212> DNA

<213> Homo sapiens

<400> 21

AGATAGCCGA ATATGCAACC A
<210> 22

<211> 23

<212> DNA

<213> Homo sapiens

<400> 22

GGACTCTCAG TTAACAAGGA GCA
<210>23

<211>25

<212> DNA

<213> Homo sapiens

<400> 23

AACAATATTT GGTGACTGTT AAAGG
<210> 24

<211>25

<212> DNA

<213> Homo sapiens



<400> 24

TGGACAAATT GATTAGGAAG TAAAG
<210> 25

<211> 20

<212> DNA

<213> Homo sapiens

<400> 25

TCCTCTCCAC CAGCGTTAGA
<210> 26

<211> 20

<212> DNA

<213> Homo sapiens

<400> 26

GTTTAGATCC CAGGCCTGCA
<210> 27

<211> 20

<212> DNA

<213> Homo sapiens

<400> 27

AGGGATGTCT ACACCTACAC
<210> 28

<211> 20

<212> DNA

<213> Homo sapiens

<400> 28

GGGAGGACGT TCTGGTTTCA
<210> 29

<211>22

<212> DNA

<213> Homo sapiens

<400> 29

TGAAACCCTG TCTCACTGCA TA
<210> 30

<211>21

<212> DNA

<213> Homo sapiens

<400> 30

TATAGGACCA TGCCATTAGG C
<210> 31

<211>21

<212> DNA

<213> Homo sapiens

<400> 31

GCCTGAGACT CTTCAATGCC T
<210> 32

<211> 20

<212> DNA

<213> Homo sapiens

<400> 32

AGCTTAAAGT GTAGGACGGT
<210> 33

<211>21

<212> DNA

<213> Homo sapiens

<400> 33

GGAACTACTC CCATTCCAAC C
<210> 34

<211>22

<212> DNA

<213> Homo sapiens

<400> 34

GAGATACAAG CAGGAGGTAG CA
<210> 35

<211> 20

<212> DNA



<213> Homo sapiens

<400> 35

TCGGCCACCA GAAGTAAAGC
<210> 36

<211> 20

<212> DNA

<213> Homo sapiens

<400> 36

GGAGGTGCAG CATCTTTCCT
<210> 37

<211> 22

<212> DNA

<213> Homo sapiens

<400> 37

CAGCATAGTT CCTTCAAGCA CA
<210> 38

<211>21

<212> DNA

<213> Homo sapiens

<400> 38

GGCTTCCCCT TCACTTCTTC A
<210> 39

211> 17

<212> DNA

<213> Homo sapiens

<400> 39

AAAAGTACCT CCCGCCC
<210> 40

<211>21

<212> DNA

<213> Homo sapiens

<400> 40

GGGGACAGTT ACCTTTGGAG T
<L

dopmyna nzobpeTeHUs

1. Habop oauroHyKJICOTHAHBIX Tap MpaiiMepoB A crieupruuecKol aMmauukanuu
JBaJIIaTH MUKPOCATEITUTHRIX JIOKYCOB JUIMHHOTO Tuteda 6 XpOMOCOMEI YenoBeka (6q):
D6S430, pacnonoxenHslil B 1okyce 6q12, D6S1681, pacnonoxxeHHsll B 10Kyce 6ql4,
D6S460, pactionoxxeHHbI# B tokyce 6q14-15, D6S1613, pacnonoxxeHHBIH B Iokyce 6q16,
D6S300, pacnonoxenHslil B 10kyce 6q16-21, D6S434, pacnionoxeHHbIHN B 10Kyce 6921,
D6S447, pacnonoxenHslil B 1okyce 621, D6S1594, pacnonoxxeHHsli B noKyce 6921,
D6S261, pactionoxxeHHbIH B Tokyce 6q21-22, D6S287, pacnonoxeHHbIH B JIOKyce 6422,
D6S407, pacnonoxeHHsli B 10Kyce 6q22-23, D6S262, pacrionoxeHHbIH B 10Kyce 6923,
D6S292, pactionoxxeHHbl# B 1okyce 6q23, D6S403, pacnonoxxeHHbIN B JoKyce 6q23,
D6S311, pacnionoxeHHbli B Tokyce 6q24-25, D6S441, pacnoyioxeHHBIH B TIokyce 6q25,
D6S415, pacnionoxxennsblit B 1okyce 6q25.3, D6S305, pacnonoxxeHHbI B J0Kyce 6q26,
D6S1719, pacnonoxennslii B tokyce 6q26-27, D6S446, pacnionoxeHHBIH B JIokyce 6q27,
MMEIOIINX Cleaylolue HykieoTuanble nocienoBarenbHoct SEQ ID NO: 1 - SEQ ID NO:
40:

D6S430-F: 5'-CAGCATAGTTCCTTCAAGCACA-3',

D6S430-R: 5'-ROX-GGCTTCCCCTTCACTTCTTCA-3',

D6S1681 -F: 5'-ACACAGGCATTCAAATCAGAGC-3',

D6S1681 -R: 5'-FAM-CACTCACCACCTAAATGTTTCAGT-3',

D6S434-F: 5'-CAACACACAGGTAGTCCCCC-3',

D6S434-R: 5'-ROX-AGCTCAGGGCTTATGCCAG-3',

D6S261 -F: 5'-TGAAACCCTGTCTCACTGC ATA-3',

D6S261 -R: 5'-FAM-TATAGGACCATGCCATTAGGC-3',

D6S403-F: 5'-TCTGAAGAAAGAGGCGTTAACCA-3,

D6S403-R: 5'-FAM-CCGGCCCAAAGTCTTGT-3',

D6S460-F: 5'-CCCAGGCTTATAAAGGTGGC-3',

D6S460-R: 5'-ROX-TGGTTCTCTCACCCTTTTGT-3',

D6S300-F: 5'-TGCCTTCTTAATGCTGCTCA-3',

D6S300-R: 5'-F AM- ACTTGCTTCTCTTGCCTC AA-3',



D6S1594-F: 5'-GCCTGAGACTCTTCAATGCCT-3,

D6S1594-R: 5'-FAM-AGCTTAAAGTGTAGGACGGT-3',

D6S287-F: 5'-GCTTCTGTAATTTTCTATAGCCTAC-3',

D6S287-R: 5'-ROX-GCCTTTGCCCTGAGTATTGG-3',

D6S292-F: 5'-AATTCACAAGACACAATCTCAG-3',

D6S292-R: 5'-FAM-AGAACTAAAGTTGCCTGTTCTTGTA-3,

D6S311-F: 5'-GGCAGTGGACATGGAACCTT-3,

D6S311-R: 5'-FAM-TGGATTCAGAGCCCAGGAAG-3',

D6S447-F: 5'-TTCTCTCGCTCTCTCACAGC-3',

D6S447-R: 5'-ROX-ATTCCAGAGAGCGGGGCAAA-3',

D6S262-F: 5'-AGATAGCCGAATATGCAACCA-3',

D6S262-R: 5'-FAM-GGACTCTCAGTTAACAAGGAGCA-3',

D6S441-F: 5'-AAC AATATTTGGTGACTGTTAAAGG-3',

D6S441 -R: 5'-ROX-TGGACAAATTGATTAGGAAGTAAAG-3',

D6S305-F: 5'-TCCTCTCCACCAGCGTTAGA-3',

D6S305-R: 5'-FAM-GTTTAGATCCCAGGCCTGCA-3',

D6S446-F: 5'-AGGGATGTCTACACCTACAC-3',

D6S446-R: 5'-FAM-GGGAGGACGTTCTGGTTTCA-3',

D6S415-F: 5'-TCGGCCACCAGAAGTAAAGC-3',

D6S415-R: 5'-ROX-GGAGGTGCAGCATCTTTCCT-3',

D6S1719-F: 5'-GGAACTACTCCCATTCCAACC-3',

D6S1719-R: 5'-FAM-GAGATACAAGCAGGAGGTAGCA-3,

D6S407-F: 5'-AAAAGTACCTCCCGCCC-3',

D6S407-R: 5'-FAM-GGGGACAGTTACCTTTGGAGT-3',

D6S1613-F: 5'-AGGAAGACTCCACCTCATTTAAA-3',

D6S1613-R: 5'-ROX-TCAAGATTAAGTTCCTGGCCAT-3".

2. TecT-cuctema Jisl OTpeeNIeHusl ASNEIUi JUTMHHOTO Ieda 6 XpoMocoMbl (6q)
METOJIOM MYJIBTUILIEKCHOM monmMepa3Hoi 1ennoit peakuuu (I1LIP), cocrosmas u3 Habopa
OJINTOHYKJICOTHUIHBIX MMap MpaiMepoB 1o 1. 1, pa3aeneHHoro Ha 4 myja-cMecH paiMepoB,
HCKJITIOYAIONIUX BEPOSTHOCTHh B3AUMHOTO OTXKHUTA U 00pa30BaHUSI JUMEPOB, U C YICTOM
dyduied Busyanusauuu otaenbHbix IIIP-npoaykros:

1 mynm - D6S1681 - 2,5 nmons/mkin, D6S434 - 10 nmons/Mka, D6S403 - 5 mMons/MKII,
D6S1613 - 5 nMob/MKII;

2 myn - D6S292 - 5 nmons/mki, D6S460 - 10 mmons/Mia, D6S287 - 10 mMos/MKIT,
D6S300 - 4 nmons/Mki, D6S311 - 4 mMOab/MKII;

3 myn - D6S447 - 10 nmonbs/Mkin, D6S262 - 4 mmons/Mii, D6S441 - 15 nmons/MK1,
D6S305 - 5 nmons/Mkir, D6S446 - 3,75 nmoins/Mii, D6S261 - 5 nMoab/MKIT;

4 myn - D6S1594 - 3,75 nmonbs/mMki1, D6S1719 - 5 nmons/mii, D6S415 - 10 mMoIs/MKI,
D6S430 - 10 nmons/mki, D6S407 - 5 nMoIIb/MKII;

peaktuBos ans nposeaenus [1L[P: 10x III[P-Bygep-b, cmecs ANTP no 25 MM, 25 MM
pactBop MgCl,, Taq-nonumMepasa, AeHOHU3UPOBAHHAS BOJA.

3. Cioco0 BBISBIEHUS MALMEHTOB C PUCKOM HEOIArOMPHUATHOTO TEUEHUS
(G omUKynApHON TUM(OMBI 110 HAJTHMYHIO 3HAYUMBIX JIeJIe[Ui JUIMHHOTO Tuieda 6
XPOMOCOMEI (6q) C TOMOIIBIO TECT-CUCTEMBI 11O M. 2, BKIIOYAIOIMUN CISAYIOUUE ITAIBL:
cO0op M MOATOTOBKA MAPHBIX 00Pa310B OMYXOJIH U KOHTPOJIBHON TKaHHM, IPH ITOM B
KagecTBe oOpasIia OIyXoJIeBOH TKaHH JOMyCTHMO HCIIONb30BaHNE ()ParMEeHTOB
OIIyXOJICBOTO OHOIITaTa, CPe30B ¢ HapadUHOBBIX OIOKOB C MOCIENYONICH
nenapaduHU3ANNEH, KIeTOK nepudeprudeckoil KpoBH MIJIM acriupaTa KOCTHOTO MO3Ta, B
Ka4ecTBE MapHOTO HOPMAIBHOTO 00pasiia UCIOIB3YIOT KIETKH neprudeprnuecKkoil KpoBU
TOTO K€ MallMeHTa, a B clly4ae JISHKeMHU3aluH - KIEeTKH OYKKaJbHOTO DIUTENNS; BhIIeJIeHNE
JHK, npoBeaenne mynbTuiiekcHou 1P ¢ moMomipio TeCT-CUCTEMBI IO 1. 2 IS KaKJI0TO
oOpasma npu CIeAyONX YCIOBHUIX:

nepeuyHas neHarypanus 95°C 10 MunyT,

35 nukioB nenatypanuu npu 95°C 40 cexyHnn, orxura npu 57°C 40 cexkyHn,

snonrauuu npu 72°C 30 cexyHn,

3aKJIIOUUTENbHAs AMoHranus npu 72°C 5 MUHYT;

MPOAYKTHI aMIUIM(pUKAIKU B pa3BeacHun 1:60-100 cmermuBaroT ¢ GpopMaMUIOM B
cooTHOWEeHNH 1:3 u nenatypupyroT npu 95°C B TeueHue 3 MHHYT, IOCJIE YETO MNPOBOIAT
(parMeHTHBIN aHAIN3 HAa OCHOBE KallMJUIIPHOTO 3JIEKTpodope3a Ha TeHETHIECKOM
aHaJIM3aTOpe; UHTEPIPETAIUIO MOJNyYEHHBIX JaHHBIX, IPU 3TOM HallM4dHe AeJEeLUN PETHOHA
6q B cirydae reTepo3UroTHOIO HAcIeAOBAHNS HA OCHOBAHWM OTCYTCTBHS ITHKOB OJHOTO U3
aJjutenei WIM yMEHBIIEHUS HHTEHCUBHOCTH ero (pIIyopecIieHIIMN 0 OTHOIIEHHUIO K TTHKY
BTOPOTO ajljieds] COOTBETCTBYIOLIET0 MUKPOCATEINIUTHOTO JIOKyCa B OITyXOJI€BOH TKaHU MpH



CpPaBHEHUH C KOHTPOJBHBIM 00pa3IoM MO3BOJISET BBIAEIATH TPYIITY HAIlHEHTOB C PHCKOM
HeOJIarONPUATHOTO T€UCHNUS QOJUTHKYIISIPHON JTUM(POMBI.
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