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NCCJAEJOBAHUE BBICOKONH®OPMATHUBHDBIX /THK-
AUATHOCTHURKU YUCJOBBIX AHOMAJINN XPOMO

YQucnosvie anomaruu xpomocom uenosexa (ameyniouduu) s6asi0mcs Camol I PUMUNHOL 8POKOEHHOU
namonozuu ueaosexa. Yacmoma mpucomuu xpomocomor 21 (cundpon /la em 6 benapycu 1:780.
O0num us aghgpexmuenvix n00xX0006 OUAZHOCIMUKU AHEYNIOUOUL S18IACNCS cmeennotl payopecuen-
muot III[P. Omobpansl u npomecmupoganvt naubo.iee ungopmamushuvie /| xpomocom 13, 18, 21 u X.

Paspaboman memod [JHK-Ouaznocmuxu naubonee wacmolx ameyniouout 3 1
ITI[P u agmomamuueckozo KanuiisapHozo 31eKkmpohopesa na ocnoge 00HOBPeMeHNOg0 mecmuposanus 15 muxpoca-
MmeaaumHolx Maprepos xpomocon 13, 18, 21, X, Y 6 xode oonozo anaruza. Pesyromam /{HK-0uaznocmurxu uucio-
BLIX AHOMAAUL XPOMOCOM NPU NPUMEHEHUU MEeXHOL02UU DIYOp L kosuuecmeennot ITIIP moxem Gvimo
noayuen menee uem uepe3 6 UACO8 NOCAE SLINOJHEHUS OUONCUU UUAM

Katoueevte caosa: aneynioudus, 4uciosvie AHOMAIUU XPOMOC
Koauuecmeennas I[P, npenamanvnas ouaznocmuxa.

T.V. Osadchuk, K.A. Mosse

THE RESEARCH OF HIGHLY INFORMATIVE -MARKERS FOR DIAGNOSTICS
OF HUMAN CHROMOSOMES NUMERICAL A4 O LITIES

Numerical abnormalities of human chromosomes (ae dies) are the most frequent cause of congenital
human pathology. The frequency of chromosome 21 trzso ) own syndrome) constitutes 1:780 in Belarus. One
of the most effective strategies for molecular diagnosties,of aie plozdzes is based on quantitative PCR analysis.

We selected and tested the most informative DN. %
0(

On the basis of current molecular genetic techno ere has been developed a method ofDNA diagnostics
of the most frequent aneuploidies using multiplex P d automated capzllary electrophoresis based on the
simultaneous testing of 15 microsatellite mar, chromosomes 13, 18, 21, X, Y in a single analysis. Results of
DNA diagnostics of human chromosomes nu ormalities using fluorescent quantitative PCR technology
can be obtained in less than 6 hours.

Key words: aneuploidy, numerical abn
prenatal diagnosis.
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(aHeynnou- HOW naTonoruu 4yenoseka. Yactora TPUMCOMUU XPOMOCOMBbI

l_I MCNOBbIE aHOMAJIMM XPOMOCOM
BpoXaeH- 21 (cuHapom [ayHa) coctaBnsieT B benapycu 1:780 [3]. Kpo-

OnKn) 9BNGI0TCA caMOW YacTon np

Tabnmya 1 — XapaKTepucTuKa non p
Benapycu.

blX MUKpOCaTENNIUTHLIX MapKepoB xpoMocoM 21, 13, 18, X B nonynauuu

Xpomo- Mabke Pasmep Yucno FeTepo3u- Tun dnyopecueHTHasa
comMma PHEP annenen | annenen | roTtHOCTb MapKepa MeTKa

D21S11 235 - 270 13 86% TeTpaHyKNeoTUAHbIN FAM

21 D21S1411 | 291 — 339 15 86% TeTpaHyKneoTUaHbIN NED
D2151435 | 171 - 195 6 80% TeTpaHyKNeoTUaHbIN FAM
D13S634 | 391 — 419 11 90% TeTpaHyKNeoTUaHbLIN FAM

13 D138252 | 278 — 306 9 72% TeTpaHyKNeoTUaHbIN PET
D13S305 | 435 - 459 8 80% TeTpaHyKneoTuaHbIN VIC
D13S325 | 202 — 224 11 86% TeTpaHyKNeoTUAHbLIN VIC
D18S391 | 150 — 166 5 62% TeTpaHyKneoTUaHbIN VIC

18 D18S390 | 272 — 300 10 72% TeTpaHyKNeoTUaHbIN NED
D185386 | 338 — 390 19 926% TeTpaHyKNeoTUaHbIN VIC
D18S535 | 464 — 488 7 76% TeTpaHyKNeoTUHbIN FAM

X DXS1187 | 134 — 155 7 78% TeTpaHyKneoTuaHbIM NED
DXS981 236 — 258 10 74% TeTpaHyKNeoTUaHbIN NED
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Me TOro, B 60/1bLLOM MPOLEHTE CNy4aeB HalMyne aHeynaou-
AWK y nnoja NpPUBOAMUT K HEBbIHALIMBAHUIO 6EPEMEHHOCTH U
CcamMonpou3BoSibHOMY abopTy. [lInarHo3 XpOMOCOMHOW naTo-
NIOTUKU CTaBUTCHA NOC/E BbINOSIHEHUA LUTOrEHETUHECKOIO UC-
cliefoBaHng (KapuoTunupoBaHud). B 3aBUCMMOCTHM OT Cpo-
Ka 6epeMeHHOCTU NPOBOAAT LLUTOrEHETUYECKME UCCNefoBa-
HUSA KNEeTOK BOPCUH XOPUOHa, NnaueHTbl, aMHUOTUYECKOWM
XUOKOCTM WAM NYNOBUHHOWM KpoBMW nnoga. Metoa aHanusa
andbepeHUnanbHO OKpaLlEHHbIX XPOMOCOM O CUX NOp OcC-
TaeTcs «30/10TbIM CTaHAAPTOM» AUArHOCTUKU. OCHOBHbIM [O-
CTOMHCTBOM MeToja fABJISETCH TO, YTO OH NO3BONAET OAHO-
BPEMEHHO aHaln3npoBaTb BCE XPOMOCOMbl KapuoTtuna wu
onpeaenaTb XPOMOCOMHbIE MEPECTPONKKU Pa3MepPOM He Me-
Hee 5-10 MAH. nap HykneotuaoB. OgHaAKO KapuoTUNupoBa-
HWe nnoda Ha NtboM cpoke 6epeMeHHOCTU npeacTaBnaeT
cobow gnuTtenbHbin (14-21 aeHb), TPYAOEMKUI npolecc, He
NO3BONSAIOWMI BLICTPO CAeNaTh 3aK/II04YEHUE O HAaNUYKUKU XPO-
MOCOMHOW natonoruun. B psage cny4yaeB TeXHUYECKUE MNpo-
671eMbl, BO3HUKalOWME NPU KapuoTUNUPOBaHUKU, TaKMe Kak
OTCYTCTBME poOCTa KyNbTypbl NPU UCCNeLOBaAHUN aMHUOLLU-
TOB WM BOPCUH XOPUOHA AenatoT NpoBefeHne aHanusa He-
BO3MOXHbIM. B 3TUX cnyyasx nokasaHa noBTOpHas MHBa-
3MBHasa AMarHoCcTUYecKas npolenypa, Kotopas yBenum4yunsa-
€T PUCK Pa3BUTUS aKyLEPCKUX OCNOXHEHUN [4].

BBefeHne B KNMHMYECKYIO N1abopaToOpHYIO NPaKTUKY MO-
NEKYNAPHO-reHeTUYeCKUX MeTo40B MO3BOINIO AOMNOSHUTL
CTaHAApPTHbIN LIUTOrEHETUYECKUI aHann3 HOBbIMU BO3MOX-
HOCTAMM U U36€eXKaTb HEKOTOPbLIX OrpaHu4yeHnin. Hanbonb-
Lwee pacnpocTpaHeHne NonyyYnnm metoabl uHTepdasHon dny-
opecueHTHow in situ ruépuansauun (FISH) n Konnyectseh-
HOM dyopecueHTHOM NOMMEPa3HON LenHon peakumnn (KP-
MLP). BakHO OTMETUTb, 4YTO 3TU METO/bl HE 3aMeHSAT Tpa-
LWLMOHHOIO KapuoTunupoBsaHusa. B npeHaTanbHOM Anark
CTUKE OHW NMPUMEHSIOTCH B KayecTBe LOMONHUTENbHbIX
Heo6X04AMMOCTH GbICTPOro UCCNELOBaHUSA COCTOAHUA M
C BbICOKUM PUCKOM XPOMOCOMHOW Natofioruu, B To
C XpPOMOCOMHbIM MO3auLM3MOM, KapuoTHI KOTOP
[anbHenweM [eTanbHOo npoaHanM3uposaH [1,

Mcnonb3oBaHue metoaa KO-MUP ana anar
ynnonaun Bnepsble 66110 NpeanoxeHo B 90-
[6, 7]. AnA BbISBNEHUS aHeynIonanm ncenemy
MOCOM, coaepxaLline noaumopodHbie T

MaTMBHOCTH, KaK NpaBuio, UCMOJb3
Kaxkayto xpomocomy [8]. [laHHbIN

npanmepos.
Llenbio paboTbl ABASIOCH
n pa3paboTKa Ha OCHOBE
JIOTUU AMArHOCTUKKM Haunb
XPOMOCOM YenoBeKa.
MaTtepuan n mer,
Matepuanom ans

ne AHK-mapkepos
3ODEKTUBHOM TEXHO-
YUC/IOBbIX aHOMaNun

W 0TGOP MMKPOCATEIMTHLIX MapKepoB
X, 1Y OCHOBbIBAJICA Ha UMEIOLLMXCH B
nuTepaTtype AaHHbIX 0'XapaKTepuUCcTUKax U MHGOopmMaTMBHOC-
TM MapKepoB. Y4uTbiBaNUCb pa3mep U KOMYECTBO annenew
Ka)X[I0ro MapKepa, a TakKe CTeneHb MX reTepo3nroTHOCTy.

BbinonHeHMe MeToaMKK nocne NoaroToBKM Guonornyec-
KOro maTepuana COCTOUT M3 Tpex OCHOBHbIX 3TanoB: Bblae-
nennsa AHK, amnnMdurKkaunmn y4acTKoOB XpOMOCOM, COAEPKa-
LMX MUKpOCaTENNUTHbIe MapKepbl ¢ nomoubto MLP 1 aHa-
nn3a nonyyeHHom cmecu GpparMeHToB METOAOM aBTOMaTU-
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YeCKOro KanuanapHoro anexkTpodopesa ¢ NOIUMXPOMHBLIM Na-
3epHbIM CKaHUMPOBaHUEM.

OTtpaboTKa ycnoBui nonydyeHnsa dparmeHtos AHK, BKt0-
Yalolwmx NOCNefoBaTeIbHOCTU MUKPOCATENIUTHBLIX MapKe-
poB, NpoBoAMNachb NyteM noabopa coctaBa aMnanduKaLm-
OHHOW CMEeCH M ONTUMaNbHbIX TeMNepaTypHO-BPEMEHHbIX
ycnosum nposeaenus MUP. AMnnndukaum OBOJMNN C UC-
nonb3oBaHWeM npanmepos, dnaH nocneposa-
TeNbHOCTH, COAepKallne MapKepbl o6pa3LoB
OHK B aBTOMaTUM4yeCcKoM aHanua 0/b30Ba-
JINCb MEeYeHble BapuaHTbl NPSAMbIX nMerume
0flHY U3 YyeTbipex pnyopecLie

beMoM 25 MK co-
200 MKM dNTP, 1 1.5
MMepoB Bapbupo-
1 npo6y. MNocne geHatypaumm
MWHYT cnefoBanu 25 UuK-
TemnepaTypHO-BPEMEH-
un npu 94°C; 60 c oTxura

aepxana 1xMUP 6ydep,
E[ Taq nonumepasbl.

o6pasuoB npu 94°
noB amnandukal,

npu 72°

M 310. U3 Kaxaon peakunn 1 MKn
wuanu ¢ 0.6 MKN MapKepa MoNeKynsp-
(Applied Biosystems) n 8 MK 4eVOHU3K-
amuaa. Cmecb aeHaTypupoBanu 2 MUH Npu

toTepHbix nporpamMmm GENESCAN.

Pesynbrathl M 06CyaeHHe

MpuHUMN MeToAa KONMYECTBEHHOIO onpeaeneHus anne-
NIEN BHYTPUIIOKYCHbIX MUKPOCAaTENNETHLIX MAapKePOB, pasnu-
YatoLwmnxcs No 4MCcny NOBTOPOB, 3aK/0YaeTCs B TOM, YTO NpU
aHanuse MapKepa, MMeIOLLEro BbICOKYIO CTeMeHb NOJIMMOp-
du3ma, ero annenun ¢ 60AbLLION BEPOATHOCTbIO BYAYT OTIU-
4aTbCH B KaXJOM U3 UccneayeMblX IOKYCOB reHoMa naLmeH-
Ta. TakoM aHanM3 NO3BONSAET YBUAETb CTONIbKO annenen map-
Kepa, CKOJIbKO JIOKYCOB MW CLENIEHHbBIX C HUM FTEHOB NpU-
CYTCTBYET B reHOMe. B HopMme 3T0 4ncno cocTaBnseT aABa Ansg
JIOKYCOB @ayTOCOMHbIX XPOMOCOM U XPOMOCOMbI X Y }KEHLLWH, U
OAVH AN NOJSIOBbLIX XPOMOCOM Y MYXUUH. Y NaLMEHTOB C TpU-
COMUAMU MapKepbl 6yayT UMETb TpW annens 3a CYeT JIWHEN
XPOMOCOMbI, @ y NaLMEHTOB C MOHOCOMUSIMU MapKepbl 6yayT
MMETb OWH anfiefb 3a CHET OTCYTCTBUA OAHOM U3 XPOMOCOM.
BepoaTHOCTb TOro, 4TO BCe TpU annens Mapkepa 6yayT pas-
iMyaTbCs No pasmMepy, 3aBUCUT OT TUMa MapKepa U CTeneHu
ero nonumopdnama, KOTopbl OnpesensieTcsd ypoBHEM rete-
PO3UTrOTHOCTM B nonynauunun. MHTepnpeTauma pesynstatoB
NPOBOAMUTCS C Y4ETOM KONIMYECTBA NMUKOB U UX OTHOCUTESb-
HOM BbICOTbl Ha aneKTpodboperpamme.

B Hopme npu “cnonb3oBaHUKM OLHOMO MUKPOCATENINUT-
HOro MapKepa Ha anexkTpodoperpaMmme MOXKHO YBUAETb ABa
pasnuyHbIX BapuMaHTa: iBa N1Ka C OTHOLIEHUEM BbICOT MEXK-
oy 0.8 u 1.4 (3popoBas retepo3unrora) Uan O4uH MUK (romo-
3urota). O6HapyKeHMe OAHOro NMKa He NMO3BONSET TOYHO
OMpeaennTb, CKONbKO annenemn, a COoTBETCTBEHHO, U XPOMO-
COM, UMeeT AaHHbIN YenoBeK. [pn o6HapyKeHUn TPUCoOMUU
C UCMNONb30BaHWEM OAHOI0 MapKepa Ha aneKkTpodboperpam-
Me MOryT ObITb Cnejylolwme BapuaHThbl:
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1. npucyTCTBUE TPEX MUKOB MOYTU PaBHOW BbICOThI;

2. NpUCYTCTBUE ABYX MUKOB C COOTHOLIEHUEM MEXIY HUMU
6onee 1.8 B TOM cfny4yae, €CM MEHbLUWI NO A/IMHE MUK Npea-
CTaBJieH AByMS annefnsiMu O4HOro pasmepa (4030BblM 3b-
bekT);

3. NpUcyTCTBUE ABYX MUKOB C COOTHOLIEHUEM MEXIY HUMU
0.65 B TOM cnyyae, ecnu 60MblWIKMK MO AIMHE MUK NPeacTaB-
JIEH ABYMSA annensaMu ogHoro pasmepa (4o30Bbln 3P deKT);

4. npuUcyTCcTBME OAHOIO MUKa (TaKoM aHanus aBngeTca
HeMHGOopPMaTUBHbLIM).

JdDEKTUBHOCTb UCCNEOBaAHMUSA, a TaKXKe COKpalleHne
BPEMEHU U 3aTpaT Ha MONEKYNAPHO-TeHETUYECKUI aHanus3
MOXHO MOJSIY4YUTb NYTEM OAHOBPEMEHHOIO ONpeaeneHuns He-
CKOJIbKMX MapKepoB ANS KaXXA0n XPOMOCOMBI.

[ns npakTU4ecKoro TecTMpoBaHusa oto6paHo 14 MUKpPO-
caTeN/IMTHbIX MapKepoB:

3 MUKpOCaTENIUTHbIX MapKepa XpoMocombl 21-D21S11,
D21S1411,D2151435;

4 MUKpOCaTENUTHBIX MapKepa xpomocoMbl 13-D13S634,
D13S252,D13S305, D13S325;

4 MUKpOCaTENUTHBIX MapKepa XxpomocoMbl 18-D18S391,
D18S390, D18S386, D18S535;

3 MUKpOcaTENUTHBIX MapKepa xpomocombl X-DXS981,
DXS1187, AMEL.

[Ons onpefeneHuns ypoBHSA reTepo3nroTHOCTU U MHOP-
MaTUBHOCTMU OTOGPaHHbIX MUKPOCATENTUTHLIX MapKEPOB XPO-
Mocom 13, 18, 21, X aHanus uccnegyemoix dparmerHtos AHK
BbINosHeH B 50 o6pasuax (100 XxpoOMOCOM) KOHTPOSIbHOM Bbl-
BOOpPKMU.

[eTepo3nroTHOCTb MapKepoB B nonynsauuun benapycu
paccyuTbiBanu no popmyne H=1 — g2, MCXoas U3 3aKOH3
Xapaun-BanH6epra ang MynbTuanienbHbIX JIOKYCHbIX CUCTEM.

Bce oTo6paHHble MapKepbl XPOMOCOMbI 21 ABNSIOTCSTE
pPaHYKNEOTUAHBLIMU U PACMOIOKEHbl Ha KPUTUYHOW [,
apoma [layHa obnactn 21¢g22.1 — 21g22.3.

MuKpocaTtennutHbii mapkep D21S11 pacnon
MeHTe q22.1 xpoMocombl 21, ana obecrneyeHns
umn numeet meTky FAM. B xoae npoBeaeHus
JaHHoro mapkepa B 50 o6pa3sLiax KOHTPOSIbHO
TuduunpoBaHbl 13 anneneu, umMeBLIneE
270 n.H. leTepo3nroTHocTb Mapkepa D
86%. N3 50 4enoBeK KOHTPONLHOWM P,
[eneHo ABa pasfiMyHbIX annens.

MuKpocaTennuTHbln Mapkep D2 S:I. 1
cermeHTe q22.3 XxpoOMOCOMbI 2
cnepoBaHuun nonumopduama D

1y

CMONOXEH B
NED. MNpwu unc-
B 50 npoaHanuau-
IupoBaHo 15 pas-
91 no 339 n.H. leTe-
coctaBuna 86%. Y 43 u3

PO3UrOTHOCTb MapKepa
50 4enoBeK KOHTPOIb
pas3nunyHbIX annens.

MuKpocaTtennut
cermeHnTe q21.3 xp
cnepoBaH )
OHK — of AeHTUOULMPOBAHO 6 pa3NnYHbIX anne-
3Mep oT 171 o 195 n.H. [eTepo3nroTHOCTb
5 coctaBuna 80%. Y 40 n3 50 yenosek
6bIN0 ONpeaeneHo ABa pPas3NnyHbIX an-

Mapkepa D21S%1
KOHTPOJIbHOW rpyn
nens.

Pesynbrathl JHK-aHanM3a 3 MUKpocaTeNIUTHbIX MapKe-
poB xpomocom 21 npeacTaBieHbl Ha pUcyHKe 1.

OTo6paHHble MapKepbl xpoMocombl 13 pacnonaratorcs
Ha g-nneye v ABAFIOTCA TETPAHYKIEOTUAHBIMMU.

MuKkpocaTennntHbln mapkep D13S634 pacrnofoxeH B
cermeHTe 21.33 xpomocoMbl 13, umeet MeTky FAM. B xoze
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npoBeAeHNs NUccneaoBaHus AaHHOro mapkepa B 50 o6pas-
LLlax KOHTPOJIbHOW rpynnbl naeHTuduumposaHo 11 annenen,
nmeBLWwue paszmep ot 391 10 419 n.H. [eTEPO3UTOTHOCTb Map-
Kepa D13S634 coctaBuna 90%. Y 45 n3 50 4enoBeK KOHT-
POJSIbHOM rpynnbl 6bIIO ONPeAeNeHo ABa Pa3nyHbIX annens.
MuKkpocaTennnTHeln mapkep D13S252 pacnofioxeH B

459 n.H. [eTepo3nUroTHOCTb
a 80%. N3 50 yenoBeK KOHT-
npeaeneHo ABa pasnyHbIX an-

POJSIbHON TPyNnMbI
nens.
M ocaTennuTHbln Mapkep D13S325 pacnonoxeH B
cermﬁ 11 xpomocombl 13, nmeet meTry VIC. Mpwn mc-
a oro Mapkepa B 50 npoaHanM3npoBaHHbIX
eHTudurumnpoBaHo 11 pasfinyHbIX anne-
a3mep ot 202 o 224 n.H. [eTepo3UroTHOCTb
25 coctaBuna 86%. Y 43 n3 50 yenosek
rpynnbl 66110 ONPeAEeNeHo ABa PasfinyHbIX an-

MuKkpocaTennntHeln mapkep D18S391 pacnofioxeH B
cermeHTe p11.31 xpomocomsbl 18, umeeT meTky VIC. Mpu mc-
cnefoBaHUKU faHHOro Mapkepa B 50 npoaHanM3npoBaHHbIX
OHK — o6pasuax naeHTMdnuUnpoBaHo 5 pasnunyHbIX anne-
nen, umesLwmx pasmep ot 150 fo 166 n.H. [eTepO3UroTHOCTb
Mapkepa D18S391 coctaBuna 62%. ¥ 31 n3 50 yenosek
KOHTPO/bHOW rpynmnbl 6bl10 ONpeAeneHo ABa PasfuyHbIX an-
nens.

MukpocatennntHeln mapkep D18S390 pacnonoxeH B
cermeHTe q22.3 xpoMmocombl 18, umeet meTky NED. lMNpu unc-
cnefoBaHUKU faHHOro Mapkepa B 50 npoaHanM3npoBaHHbIX
OHK — o6pa3suax ngeHtuouumnposaHo 10 pasnunyHbIx anne-
nen, umesLwmx pasamep ot 272 fo 300 n.H. [eTepo3UroTHOCTb
Mapkepa D18S390 coctaBuna 72%. Y 36 n3 50 yenoBek
KOHTPO/bHOW rpynmnbl 6bI10 ONpeAeneHo ABa PasfMyHbIX an-
nens.

MuKpocaTennntHeln mapkep D18S386 pacrnofioxeH B
cermeHTe g22.1 xpomocomsbl 18, umeet metKy VIC. Mpwu unc-
cnepoBaHun nonumopoduama D18S386 B 50 npoaHanmau-
poBaHHbIX HK — o6pa3uyax maeHTnduumMpoBaHo 19 pas-
NIMYHbIX annenen, umesLKnx pasmep ot 338 go 390 n.H. leTe-
pPO3MroTHOCTb MapKepa D18S386 coctaBuna 96%. Y 48 u3
50 4enoBeK KOHTPOSILHOM rpynnbl 6bII0 ONpeLeneHo ABa
pasnnyHbIX annens.

MuKkpocatennntHeln mapkep D18S535 pacnonoxeH B
cermeHTe q12.3 xpomocombl 18, ang obecnevyerHuns dayopec-
ueHumm nmeet metky FAM. B xoge npoBefneHns uccnenoBa-
HUSA AaHHOro Mapkepa B 50 o6pasLax KOHTPOJIbHOW rpynnbl
MAEHTUOULMPOBAHO 7 annenew, UMeBLKe pa3mep oT 464
o 488 n.H. [eTepo3nroTHocTb MapKepa D18S535 coctaBu-
na 76%. 3 50 yenoBeK KOHTpoONbHOM rpynnbl y 38 6bin0 on-



pefeneHo ABa pasfinyHbIX annens.

Pesynbrathl JHK-aHann3a 4 MMKpocaTeNUTHbIX MapKe-
poOB XpOMOCOMbI 18 npefcTaBieHbl Ha PUCYHKe 3.

OTo6paHHble MapKepbl XpOMOCOMbI X ABNAOTCH TeTpa-
HYK1EO0TUAHBLIMKU W pacnofaralTcs o BCen AIMHE XPOMOCO-
Mbl.

MukpocatennutHbln Mapkep AMEL pacnonoxeH B cer-
MeHTe p22.22 XpOMOCOMbI X 1 B cermeHTe p11.2 XxpoMOCOMbI
Y, umeet aBa annens: 104 n.H. Ha xpomocome X 1 109 n.H. Ha
Xpomocome Y.

MuKkpocaTennntHbln Mapkep DXS1187 pacnonoxeH B
cermeHTe q26.2 xpomocombl X, umeeT meTky NED. B xoze npo-
BeAeHWs uccnenoBaHusa aaHHOro mapkepa B 50 ob6pasuax
KOHTPOJIbHOW Fpynnbl MAEHTUOULMPOBAHO 7 annenen, UMeB-
wue pasmep o1 134 o 155 n.H. [eTepo3uroTHOCTb MapKepa
DXS1187 coctaBuna 78%. Y 21 U3 27 *eHUWMH KOHTPOJSIbHOWM
rpynnbl 66110 ONpefeneHo ABa Pas3nMyHbIX annens.

MuKpocatennutHbii Mapkep DXS981 pacnonoxeH B cer-
MeHTe q13.1 xpomocomsl X, uMeeT MeTKy NED. lNpu nceneno-
BaHuu nonumopdmnama DXS981 B 50 npoaHannsunpoBaH-
Hbix AHK — o6pasuax naeHtuduunposaHo 10 pasnmuyHbIx
annenen, umesLlLMX pa3mep oT 236 fo 258 n.H. [eTepo3unror-
HOCTb MapKepa D13S252 coctaBuna 74%. Y 20 n3 27 xeH-
WMH KOHTPONIbHOW rpynmnbl 6bl10 ONpeaeNieHo ABa pasfiuy-
HbIX annens.

Pesynbrathl AHK-aHanu3a MMKpocaTeNIMTHbIX MapKepoB
XPOMOCOMbI X NpefcTaB/ieHbl Ha PUCYHKe 4.

XapaKTepuUCTUKM MapKepoB, YCTAHOBNEHHbIE B PeE3Y/ib-
TaTe UccnefoBaHus, npeactaBieHbl B Tabnuue 1.

[na onpefeneHns nona, a Takxe A9 YCTAHOBJIEHUSA CUH-
apoma KnanHbenbtepa B paboTy 6bin BKAKOYEH MUKpOCa-
TennuTHbI mapkep DYS448 xpomocomsl Y.

MonyyeHHble AaHHblEe CBUAETENLCTBYIOT, YTO BCE Map.
pbl 06/1aal0T BLICOKUM YPOBHEM reTepo3UroTHOCTU U
ObITb 3bGDEKTUBHO UCMOAb30BaHbI AN ONpefeneHns aH
nownamn xpomocom 13, 18, 21 1 X METOAOM KOJIUYECT,
onpeaeneHns annenen BHYTPUNOKYCHbIX MUKpOca
MapKepoB.

Ha ocHOBaHWW NpPOBELEHHOro UccnefoBaH
TaH npotokon AHK-anarHoctukn Hanbonee 4a
COMHbIX aHeyniouaun (cuHapomoB [ayHa,
Tay, TepHepa, KnanHdenstepa) ¢ ucno
nnekcHou MLP 1 aBTomaTtnyeckoro K
dopesa. BbinonHeHNe METOANKK BKIOYaE
MeHHOe TecTupoBaHue 15 MUKPE

oAHoBpe-
MapKepos
anvaa.

TUMalbHble KOHUEHTPaLUK
TENUTHBIX MapKepos. C

9 BCEX MUKpoca-
MyeHus uHbopmaTmB-

OpurunajbHbie HayYHbIe MyOuKanun [

HOCTW B aHaNM3 BK/IIOYEHO OT 3 10 4 MapKepoB Ha Kaxkayto
M3 TECTUPYEMbIX XPOMOCOM, KaK MOKa3aHO Ha puUcyHKe 5.

McecnepoBaHHble MUKPOCATENIUTHBIE MapKepbl XPOMOCOM
13, 18, 21 1 X 06naaatoT BbICOKMM YPOBHEM reTepPO3UroTHO-
CTU ¥ MOTYT GbITb 3OPEKTUBHO UCMONb30BAHbI ANS onpeje-
NIEHWUS aHeynIouanN.

Taknm o6pas3om, pa3paboTaH MeToj
Hanbonee 4acTblX XPOMOCOMHbIX aH

-ANarHoCTUKH

NIIPHOrO aneKkTpodopesa Ha OCH
TUpoBaHua 15 MUKpOCATENNUTHBIX
18, 21, X n Y B xoae oaHoOr
BbICOKOWM TOYHOCTbIO arKe
Tepuana. Mpenmyuwectso

[ OT/IM4aeTcsa
OM KO/NM4ecTBe Ma-
B TOM, 4YTO 3TO 6onee
PEMEHHO OLEHUTb
OB M COMOCTaBMM CO CTaHaap-
oLecce uccnegoBaHus no-
CTUKMW YUCJSIOBbIX aHOMa-
PUMEHEHWN TexHonoruu dny-
MLLP MoxeT 6biTb NosyYyeH

MeHee 4eM 4yepes 6 ya e BbIMONIHEHUSA GUOTMCUN UK

aMHWOLIEHTE3a, YTO NP Np
pewatoll .
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