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BBenenue

st yemexa B jiedennn ocTpbix JauMdobiacTabix Jeiiko3os (OJL]) BaxkHO onpeesienne Ha-
pyiieHuit renoruira oryxos. OJHON U3 XapaKTePUCTUK, U3MEHSIONIUXCS B OIyXOJIEBBIX KJIeT-
KaX, sBJisieTcss npoduiib KopoTkux TaHgaeMubix moBTopos (STR). Iloreps curnana or omHOro
u3 jaByx ajteneir STR-I0KycoB, reTepo3uroTHbIX B KOHTPOJILHOM obpasie (IoTepsi rereposu-
TOTHOCTH) WJIM CYIECTBEHHOE CHIKEHUE CUTHAJIA OJJHOIO U3 aJjutesieii (asuiesbHbIil qucbasranc)
[IOJITBEPZKTAIOT BbISIBJIEHHBIE ITUTOINeHETUIECKIMM MEeTOJ0M XPOMOCOMHBIe abepparuu. OHaKO
n3menenne STR-upoduisa wHOrIAa HAO/IOaETCS Yy HMAIMEHTOB U IPU HOPMAJIHHOM KapUOTHU-
1€ OITYXOJIM, YTO CBUJIETEIbCTBYET O HEOOXOJIMMOCTH JOIOJHEHUS JTAHHBIX IIUTON€HETHIECKOTO
aHan3a JIPYTUMHI METOJIAMMI.

Iennb paboThI: OleHNTH YACTOTY U HaiiTu npuanHbl n3menenus: STR-mpoduiist y namumen-
toB ¢ OJIJI, comocTaBuB mosydYeHHbIE JAHHBIE C PE3YIBTATMHU IIUTOT€HETUIECKOTO aHAIN3a, W
XPOMOCOMHOTO MUKpoMaTpudHoro anaauza (XMA) reHoMa omyXoJsieBbIX KJIETOK.

Marepuasbl 1 METOIbI

Uccnenopanne STR-tpoduisa npoBoanioch y 88 MAIMEHTOB € BIIEPBbIE JTHATHOCTUPOBAH-
ubiM Ph-werarusuabivm OJIJI, npoxossmux segenne o nporokory «OJIJ12016»> 8 HMUIL lNema-
tronoruu (Mocksa). st anamunza STR-npodwurs wavu Beigenena JTHK u3 apxupnbix 0o6pas-
IIOB KOCTHOI'O MO3Ta, MOJIYYeHHBIX B je0ioTe 3a00/1eBaHus; B KA4eCTBE KOHTPOJIsI UCIIO/IH30BAJIN
JIHK, BbIIe/eHHYI0 U3 KPOBHU B IEPHOJ] IOJHON PEMUCCUU WU W3 OYKKAJIBHOIO SIUTEIHS.
Amimumbukanuio JITHK nposoamim meromom mysbruiiekcuoil IIHP ¢ ucnosnbzoBanuem nabo-
pa npaiimepoB K 19 STR-nokycam u Jiokycy amesnorenuna denoseka COrDIS Plus (Topmaus,
Mocksa); dparmentabiii anains [TIP-poyKToB BBINOJHAIN Ha TeHETHIECKOM aHAJIMN3aTOPe
ABI 3130 (Thermofisher Scientific, USA). g kaxnoro namuenrta cpapansasu STR-npoduib
B Jieb10Te 3a00/1eBaHusI C KOHTPOJIbHBIM 00pasioM. XMA /1 nammeHToB ¢ yCTaHOBJIEHHBIM 110
STR-npoduiio amiesbHbIM IcOaJIaHCOM OBbLT BBIIOJIHEH Ha Oa3e J1adopaToOpuu MOJIEKYIAPHO
narosiorun "l'enomen" ¢ ucnonbzosanueM cucrembl Lenockan 3000.

PesyabTaTnbi

[Ipn ananuze STR-mpodmreit JTHK 6racTHBIX KJI€TOK ajliebHbIN qucOaanc Hab IO IaICs
y 21 (23,9%) u3 88 mamumenros. Merojom XMA i sroro 21 manuenTta ObLIO yCTAHOBJIEHO
HaJIMIMe XPOMOCOMHBIX abeppanuil (jesenuit win JyIUTMKaIyii, pezxke - y9acTKOB [IOTE€PH reTe-
POBUTOTHOCTH), 3axBaThiBAIOMUX JIOKYChl STR ¢ BbIgB/IeHHBIM aJuie/ibHbIM JjiucOasancoM. U3
21 marmumeHTa y 7 1O JAHHBIM IIUTOT€HETHYIECKOTO AHAJIN3a BBISIBJIEH HOPMAJIBHBIN KapHOTHUIT
orryxosu. V3 14 deoBek ¢ aHOMAJIBHBIM KapUOTHIIOM oryxon y 8 npu anamamse STR-mpodu-
Jist OOHApPYZKeH aJilIeIbHbII IuchaaHc B JIOKYCaX, B KOTOPBIX MeToaoM XMA moarBepKIeHb!
XPOMOCOMHBIE abeppaliii, He BbIABIECHHbIE IIPU IIUTONEHETHIECKOM aHajm3e. Takum obpas3oM,
aram3 STR-npodueil mo3BoIMI BEIABUTE JOIOJHATE/IbHBIE HAPYIIEHUS V 15 deloBeK u3 88
(17%). ¥ srux 15 nammenros npu XMA obnapyzkenbl abeppanuu pasmepoM 70 190 MitH map
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HyKseoTH 108 (6ostee 1000 renos). ¥V GosbimHCTBA HanueHToB ¢ u3MmeHeHusimu STR-mpodu-
Jist Ha XMA 0buti 00HAPYKEHBI JIOMOJTHUTETHHBIE XPOMOCOMHBIE HAPYIIEHNUsI, He BBISBICHHBIE
[IITOreHETUIECKUM aHa n30M u anan3om STR-mpoduis.

3akJrroyeHue

Nsamenenne STR-upoduas omyxosepoit JITHK gapisiercs MmapkepoM XpoMOCOMHBIX abeppa-
Ui, B psiJie CJIy9IaeB HE BbIIB/IIEMbIX IIATOTCHETUIECKUM METO/IOM, U TOBOPUT O HEOOXOIUMOCTH
MIPOBeIeHNs H0JIee OIPOOHOTO aHAJIM3a OIYX0/JIEBOI0 TEHOTHIIA ¢ TTOMOIIBI0 XMA.

Nnmocrparun
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B Jlenenns MW J{ynumkamgs TToreps rerepo3uroTHoCTH

Puc. 1. dwmarpamma BCTpe4aeMOCTH XPOMOCOMHBIX abbepaluil y marnneHToB ¢ OCTPBIM JTUMEODIacT-
HBIM JIEHIKO30M TI0 JIAHHBIM XPOMOCOMHOTO MUKPOMATPUYHOIO aHam3a (KPacHbI cTosIOer - Jiesierun,
CUHHUIA - JIyIUIMKAIUY, 3€JIeHbI - yIaCTKH [OTePH reTepo3uroTHoCTH ). 1o ropusoHTam yKasaHbl HOMe-
pa XpPOMOCOM, BEPXHsisl YACTh JUArPaMMBbl - KODOTKHUE IJIEYH XPOMOCOM (D), HUKHsIs - JJINHHbIE [IIeYIH
(q). Jaunble noaydens or 21 namuenra ¢ ajieabHbIM jucbanancom B STR-iokycax, »KeaTbiM oTMe-
YeHBI TJIEYH XPOMOCOM, Ha KOTOPBIX pacmnosoxkenbl STR-mapkepsr. [lo mamusiv XMA yunThiBa mCh
abepparuu pazmepom 6ojiee 5 MJIH map HYKJICOTUIOB.



