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[lns aHann3a xpoMOCOMHOro Habopa y abopTMPOBaHHOrO 3MOPUOHA MPY HEBbIHALLIMBAHWM GEPEMEHHOCTN UCMONB3YIOTCS Pas3nnyHble
mMeToabl uccnenoBaHus. OoHUM M3 COBPEMEHHbIX METOA0B AMArHOCTUKN ABSIETCS XPOMOCOMHbI MUKPOMATPUYHBIN aHanmna (XMA). Onpe-
JeneHvie amarHoctudeckon addektneHocTr XMA B CpaBHEHUM CO CTaHAAPTHBIM KapUOTUNMPOBAHMEM NPEACTABNSET HAY4HbIA 1 NPAKTUYE-
ckuin nHTepec. Llenb nccnenoBanmns: cpasHeHne pesynbtatoB XMA 1 kapuoTUnpoBaHns Npu aHanmae abopTUBHOrO Matepuasa oT XEHLLWH
C HeBblHaLLMBaHMeM 6epeMeHHOCTY. CpaBHUTESbHBIA aHan3 06CykaaeMbix METOAOB AMArHOCTUKY BbINOJSIHEH HA OCHOBaHWWN UCCnenoBa-
HUs abopTVBHOrO MaTepuana ot 885 xeHLyH. B 1-10 rpynny Bowwam 632 XeHLUyHbI, Yeli abopTUBHbIA MaTepuan Obil HanpasneH Ha XMA.
Bropyto rpynny coctasum 253 XeHLMHbI, MaTepran KOTopbIX Obln HaMpaBieH Ha LTOreHETYECKOe UccneaoBaHune. [JoCTOBEpHbIX pasnu-
4nii Mexay 1ccnesyeMbiM1 rpynnamm no Aosie 06pasLoB ¢ HOPMabHLIM 1 MATONIOMHECKMM XPOMOCOMHBLIM Hab0pOM He BbisiBNieHo. OHako
CTPYKTYypa XPOMOCOMHbIX aHOManuiA B UCCReflyeMbIX rpynnax pasnmyanack. B obeux rpynnax B 60bLLMHCTBE Clly4aeB BCTPeYaCh TPUCO-
MUK ayTOCOM: B nepBoii rpynne — 33,5% 1 BTopoit rpynne — 28,5% o1 Bcex 06pa3uoB. CTpyKTypHble aHOManuy SOCTOBEPHO HalLie BCTpeya-
JCb Npu ncronb3oBaH XMA — 4,4% oT Bcex pe3ynbTaTuBHbIX CCnenoBaHnii B 1 rpynne, n cero 0,8% (2 cnyyas) Bo 2 rpynne. BoisiBnena
60nee BbiCOKas YacToTa NOSUMNIONANIA NPY NPOBEEHUN LMTOTEHETUHECKOr0 UccnenoBaHust. B 1 rpynne Tpunnonays obHapyxeHa B 5,8%
cnyyaes, a TeTparnonans — B 0,5%. Bo 2-11 rpynne Tpunnonaus BuiseneHa B 10,0%, a Tetpannongms — B 5,2% cny4yaeB. BeiBoabl: Tpaauum-
OHHOE kapuoTunupoBaHune 1 XMA UMetoT cneumpuyeckne npermyLLECTBa U HeLOCTaTKM. KOnMYeCTBO XPOMOCOMHbIX aHOMaJIIA, BhISIB/SE-
MbIX A@HHBIMW METOAAMM, NPUMEPHO OAMHAKOBO, HO CTPYKTYpa 3TVX aHOManuii pasnunyaetcs. B nposeaeHHoM nccneposaHin XMA BbisiBun
6onbLUee KONMYECTBO CTPYKTYPHBIX NEPECTPOEK, TOrAa Kak Mpu KapyvoTUNMPOBaHUM ObIO BbISBEHO OOJbLLE MHOXECTBEHHBIX aHOMANMIA 1
nosmniouanii. BeisiBneHne CTPYKTYPHbIX aHOMasniA MMeeT Gosibliiee KIMHUYECKOe 3HAYeHE, Tak Kak OHU MOrYT CBMAETENILCTBOBATb O He-
cHanaHCPOBAHHOM TPaHCIOKaLWW, VMEIOLLIEV HACNEICTBEHHbIN xapakTep. HEBO3MOXHOCTbL AeTekuyn MeTofoMm XMA cHanaHCMpOBaHHbIX
XPOMOCOMHbIX aHOMaJINI OTHOCUTCS K HEQOCTATKy METOAA, HO KIMHUYECKN HE CTOJb CYLLECTBEHHA.

KnioyeBble cnoBa: XMA, kapnoTun, HeBbIHalWIMBaHWE GePEMEHHOCTY, XPOMOCOMHbIE aHOManuK, cuHapoM JayHa.
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There are various methods for the analysis of chromosomal rearrangements in embryos aborted in miscarriage. Chromosomal
microarray analysis is one of the modern diagnostic methods. Studies to determine the diagnostic yield of CMA in comparison to stan-
dard karyotyping are of significant scientific and practical interest. Aim. The aim of the present study is to compare the results of CMA
and karyotyping of products of conception from women with miscarriage. Materials and methods. A comparative analysis of the two
diagnostic methods is based on the study of abortive material from 885 women. In 1st group, 632 women whose products of concep-
tion were analysed by CMA were included. The 2nd group comprised 253 women, whose material was directed to a cytogenetic study.
Results and discussion. There were no significant differences between study groups in the proportions of samples with a normal and
pathological chromosome set. However, the structure of chromosomal abnormalities spectrum in the study groups was different. In
both groups, autosomal trisomies were found most frequently — 33.5% in the 1st group and 28.5% in the 2nd group among all the
samples. Structural anomalies were significantly more frequent when using CMA — 4.4% of all effective studies in group 1, and only
0.8% (2 cases) in group 2. A higher frequency of polyploidy was revealed during cytogenetic examination. In the 1st group, triploidy
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was found in 35.8% cases, and tetraploidy in 0.5%. In the 2nd group, triploidy was detected in 10.0%, and tetraploidy — in 5.2% of
cases. Conclusions. Traditional karyotyping and CMA have specific relative advantages and disadvantages. The number of chromo-
somal abnormalities detected using these methods is approximately the same, but the spectum of these anomalies is different. CMA
reveals structural rearrangements more often, while karyotyping reveals more cases of multiple anomalies and polyploidy. Identifica-
tion of structural anomalies has greater clinical significance since it may indicate an unbalanced translocation that is hereditary. The
impossibility of detecting balanced translocations with CMA is a limitation of the method that is not as much clinically relevant since it

is extremely rare in this type of material.

Keywords: CMA, karyotype, miscarriage, chromosomal abnormalities, Down syndrome.

Beenenune

Ponb xpoMocOMHBIX abeppauvii y SMOpHOHA B IeHes3e
HeBbIHAIIMBAHUSI OEPEeMEHHOCTH CUYMTaeTCsl NOKa3aHHOM,
nocturast 50—65% B o611Ieli CTPYKType 3THOMATOreHeTHYe-
ckux daxkropoB [1—3]. 151 ycTaHOBIIEHUS UCTUHHOMW TIPU-
YUHBI JAaHHOM MaTOJOTMU UCIIONb3YIOTCSI PA3TUYHbIE METO-
Ibl UCCIIeN0BaHUs XPOMOCOMHOIO Habopa y abopTUpOBaH-
Horo sMb6puoHa. Yaile Bcero MpHUMEHsIeTCSI CTaHZapTHOE
KapuOTUIIMPOBaHUE, TTOCKOJbKY 3TO Haubosee AelleBblid U
JOCTYIHBIM METON MCCAENOBaHMSI U3 CYIIECTBYIOIIMX TUa-
THOCTUYECKUX TMPOLIEAYP U €r0 BO3MOXHOCTH MPU aHaIU3e
a0OPTUBHOTO MaTepraja JOCTAaTOYHO XOPOIIO M3YYeHHI |2,
3]. IIpu 3TOM MpoBeneHue CTaHIAPTHOTO KapuOTUITMPOBA-
HMS B Psiie PETMOHOB Halllell CTpaHbl COMPSIKEHO C MeIu-
KO-OpPraHMU3allMOHHBIMU M TE€XHOJOTMYECKUMU TMpobsieMa-
MH, TTOCKOJIbKY He BCe MEIUIIMHCKUE YIPEXKISHUS, Tae TIPo-
BOAMTCS BBaKyallysl TPOAYKTOB 3a4aTsl U3 MOJOCTU MaTKH,
pacnosaraioT BO3MOXHOCTbIO TPOBOAUTEL TeHETUYECKUE UC-
cJe10BaHMsl, JOCTaBKa XXe MaTepuala B CIelMaln3upoBaH-
HyI0 JTJaOOpaTOpHUIO B peKOMEHIOBAaHHbIE CPOKHU 3aTpyIHEHA
B CBSI3U C OTPAaHWYEHHBIM CPOKOM XpaHEHMSI OMoJoThYe-
ckoro Marepuana. [Ipu HapylleHUM CPOKOB XpaHEHMsI Cy-
LIECTBEHHO CHUXAIOTCS IIAHCHI JOOUTHCS MOTYyYeHUsT Kile-
TOYHOM KYJIBTYPHI M TIOJYYUTh Pe3yibTaT aHanu3a. OIHaKo
B TIOCJIEJIHUE TOMbI TIOSIBUJIMCH 0OJiee COBPEMEHHbBIE METO-
IIbI, HalpuMep, XPOMOCOMHBII MUKPOMATPUYHBII aHAIU3
(XMA) ¢ ucnosab3oBanreM SNP-MaTtpull uin cpaBHUTEIb-
Has reHomHas ruopunusanus. [1pu npoBenenun XMA, Tak
K€, KaK M TpU CPaBHUTEJIbHOW T€HOMHOW TMOpUIM3alnu,
JIOMYCKAETCsl XpaHEHWE HAaTUBHOIO Marepuana o 48 yacos,
MO3TOMY €CTh BO3MOXHOCTh TPAHCTIOPTUPOBKU OMOJIOTHYE-
CKOro maTepuaia M3 Jioboro pernoHa Poccum, 4to menaer
JMAaHHOE MCCliefloBaHue 0oJiee JOCTYITHBIM, YeM TPaJUIMOH-
Hoe KapuoTunupoBaHue. Kpome Toro, cyiecTByeT MpuUH-
LMMUATbHAS BO3MOXHOCTh MPOBEASHUST aHaIM3a Ha apXUB-
HBIX oOpasuax (TKaHsIx, 00paboTaHHBIX (hOPMAIMHOM U Ha
cpesax nmaparHOBBIX OJIOKOB).

XMA — 3TO TTOJTHOT€HOMHBIN aHaJIn3 ¢ BBICOKOI pa3pe-
LIaroliei CocoOHOCThIO, UCTIONb3YIOLIUICS ISl OTpeaesie-
HMSI XDPOMOCOMHBIX aHOMaJIMii, KaK TeX, KOTOPbIe OTpeesi-
JOTCSI ITyTEM CTaHIAPTHOTO ITUTOTEHETUUECKOTO MCCIIeI0Ba-
HUSI, TaK U CyOMUKPOCKOITUUYECKUX JCICIIUIA U TYTITMKAIUiA
(Bapuauuu yuciaa konuit — CNVs). OnbiT, HAKOTUICHHBII
B TE€UEHME TOCIEAHETO NeCATUICTUSI, JeMOHCTPUPYET JIyu-
11ee BBISIBJIEHNE XPOMOCOMHBIX aHOMAJIMIA TIPY TIPOBEICHUN
XMA 1o cpaBHEHUIO C TPAJAUIIMOHHBIM KapUOTUITMPOBAHU-

eM [1, 4—8]. [Tomumo Gosiee BBICOKOI paspeliaroliieii cro-
cobHoct, XMA uMeeT U psifi JOMOJHUTEIbHBIX MPEeuMy-
IIECTB TIepell CTaHAApTHBIM KapMOTUIIMPOBaHUEM: OoJjee
KOPOTKUI CPOK BBIMIOJIHEHUSI aHAIM3a, OTCYTCTBUE HEOOXO0-
JUMOCTH KYJbTUBUPOBAHMS KJIETOK, BO3ZMOXHOCTb OTCPO-
YEeHHOI TMAarHOCTUKHU U, CJIeNOBATEIbHO, TPAHCTIOPTUPOBKU
MaTepuaja Ha 3HAUMTENbHbIE PACCTOSIHMSI, BO3MOXHOCTD
MPOBeIcHNs aHa/IN3a Ha apXUBHEIX obpasnax [4, 7, 8]. Tem
He MeHee, XMA uMeeT U OMpe/eieHHble HEIOCTaTKU IO
CPaBHEHUIO C TPAAULIMOHHBIM ITUTOT€HETUUECKUM MCCIIE10-
BaHMEM: He BBISIBIISIIOTCS COaTaHCUPOBAHHbBIE CTPYKTYpPHBIE
MepecTpoiiKu (MHBEPCUU, TPAHCIOKALIMK), HE OINpeaessieT-
Cs MO3aWIIM3M HU3Koro ypoBHs (Hmxke 5—10%). XMA He
naeT MHGOPMAIUIO O CTPYKTYPE XPOMOCOM M KOHKPETHOM
JIOKaIM3aluy TeHeTuYecKoro aucbamnanca. Hampumep, npu
YBEJIMYEHUM WHTEHCUBHOCTM CHUTHajla OT XPOMOCOMBI 21
MetonoM XMA Henb3st auddepeHIIMpoBaTb TPUCOMUIO
JAHHOI XPOMOCOMBI OT HecOaJlaHCMPOBAaHHOU pPOOEPTCO-
HOBCKOI TpaHCJIOKaIuu. B cBSI3W ¢ 3TUM B HaCTOSsIIIEe Bpe-
Mst XMA He peKOMEHIOBaH B KaUeCTBE TecTa MepBoi JIMHUU
JUTSL OTIPEICSICHUS IPUYMH HeBbIHAIIIMBAHUSI OEpEMEHHOCTU
B MIEPBOM TPUMECTpPE U3-3a OTPaHMYEHHOro 00beMa MHDOP-
Mauuu. TeM He MeHee, MCCIIeNOBaHMsl, Kacaloluecs Mpu-
MeHeHuss XMA [u1si aHaM3a MpoAyKTOB 3a4aTHsi, aKTUBHO
nposonsres [4, 5].

Hcxonst n3 BBILIEU3I0XKEHHOTO Mbl TOJIaraeM, Y4To Ja-
JIbHEH1IMe uccaeoBaHus ISl ONpeaeSeHUsl TMarHocTuye-
ckoil LeHHocTh XMA B CpaBHEHMU CO CTAHAAPTHBIM Kapu-
OTUIIMPOBAHUEM TIPEACTABIISAIOT HAYYHBII W MTPAKTUYECKUI
HUHTEpeC, MOCKOJIbKY aHaIu3 XpOMOCOMHOT0 Habopa njioaa
MO3BOJISIET MOHSTh MPUYMHBI HEBbIHAIIMBAHUS OepeMeH-
HOCTM U ONTUMU3UPOBATh AJITOPUTM OOCIETOBAHUS TMPU
MOATOTOBKE K CIIEAyIoIIeil 6epeMeHHOCTH, UYTO TO3BOJISIET
3HAYMTEIbHO CHU3UTHh CTOMMOCTb KIMHUYECKUX YCIIYT
B Oyaylem.

TakuMm 00pa3oM, yervro uccaedo8anus IBUIOCh CpaBHE-
HUE TMarHOCTUYeCKOM lIeHHOCTH XMA U1 CTaHAapTHOTO LIH-
TOT€HETUYECKOTO MCCIIeOBaHMS TIPU aHAIM3e aOOPTUBHOTO
MaTepuasia OT XEHILMH C HEBbIHAIIMBAHUEM OepeMEHHOCTH
B MIEPBOM TPUMECTpE.

MaTepna.m.l H METOAbI UCCJICI0OBAHUA

CpaBHUTENBbHbINM aHaIU3 3P(OEKTUBHOCTU 00CYKIaeMbIX
METONOB TeHeTUYEeCKOM TUArHOCTMKM BBITIOJHEH Ha OCHO-
BaHUM MCCJIEeIOBaHUSI aDOPTUBHOIO MaTepuaia ot 885 XeH-

24



MEANUNHCKASA TEHETUKA. 2018. Ne5

wuH. B 1 rpyrny Bouumi 632 KEHIIMHBI, Yeil aOOPTUBHBINA
maTtepuai Obu1 HanpasieH Ha XMA. Btopyro rpymmy cocra-
BUIM 253 XEHIIMHBI, OMOJIOrMYeCKuii MaTepuagl KOTOPBIX
ObIT HATIpaBJIeH Ha IUTOreHeTuYeckoe ucciegpopanue. Ooe
rpynimsl Habupanuch B MockBe u B EkatepuHOypre, Bce mna-
LIMEHTKU TPUHAUIEKAIN K CIaBSIHCKOW momynasuuu. s
aHajmM3a UCI0JIb30BAIMCh TKAHU XOpruoHa. B 00eux rpymnmax
JUTSI TMarHOCTHUKY UCTTOJIb30BAIUCH TOJBKO CBEXME 00pa3iibl
HATMBHOTO Ouoyiornueckoro wmatepuana. Kpurtepusimu
BKJIIOUEHUSI B MCCIIEAyEMbIE TPYIIbI ObLIU: HEpa3BUBAIOLIA-
scsl 6epeMeHHOCTb A0 12 Hemenb (CPpoK OepeMEHHOCTHU
onpenensics o Y3U ¢ nsmepeHMeM KOMUUKO-TEMEHHOTO
pa3Mepa), 3aMHTEPECOBAHHOCTb MAllMEHTKW B BbIHAILIMBA-
HUM OepeMeHHOCTU. KpuTtepusiMu UCKIIIOYEHUS U3 HcCClie-
JIOBaHUS ObLIU: BO3ACIHCTBUE OOJIUTaTHBIX TEPATOTEHOB MPHU
OepeMEeHHOCTH, TsKesasi coMaThyeckast maTojorusi, OCTPhIi
MHOEKIMOHHBIN Mpolecc NMoJioBbIX myteil. Habop Marepua-
Jla OCYILECTBIISUICS Ha 0a3e MEAMKO-TEHETUYECKOro 1LIEHTpa
«I'enomen» (r. Mocksa), 1 Kadeapsl aKyllepcTBa U THHEKO-
gorun DMK wu I u negmarpuyeckoro (paxyabTera
®T'BOY BO «Ypaibckuii TOCyTapCTBEHHBIN MEIUIIUHCKUI
yHuBepcuTeT» Mun3zapasa Poccuu (r. ExatepuHOypr).

ITpu nposeneHnu XMA wucnonb3oBaiuchk SNP-onuro-
HyKiIeoTuaHble MukpoMmaTpuibl Cytoscan Optima (Thermo
Fisher, CIIA) c¢ pa3pematoieidi CrMnocoOHOCTbIO  OT
800 000 m.H. (B OTHEJbHBIX KIMHUYECKU 3HAUUMbIX PETUO-
Hax ot 500 000 m.H.). Beigenenue u ananus JIHK npooau-
JINCb B COOTBETCTBUU C MPOTOKOJIOM TMPOU3BOIUTENS pea-
reHToB. OmnpeneneHue Bapuauuii umcina konuit (CNVs)
MPOU3BOIUIOCH ITyTEM U3MEPEHUSI MTHTEHCMBHOCTH CUTHAJIA
¢ 30H10B. C MOMOIIBIO JAHHOTO TUMA MaTPUll, MOMMMO
onpeneneHuss CNVs, BO3BMOXHO ompeaeiaeHre IOJIUILION -
MW U OJHOPOAUTEILCKONM TMCOMUH (B OTJIMUME OT CPaBHU-
TEeJbHOU T€HOMHOM TrMOpuAM3alM, MPU KOTOPOW ompene-
JIAIOTCS TOJIBKO BapyallMKU YMcia KOMUIA).

IIpenapatel 17151 IUTOTE€HETUYECKOTO UCCIIEA0BAHUS TIO-
JIyJaJld TI0 CTaHAapTHON Metonuke. MccnenoBaHue BbITION-
HSUJIOCh B TPU 3Tana:

1. IToaroroBka KJ€TOYHOTO MaTepuaia: CTUMYJISIIIUS Je-
JIEHUsT KIEeTOK (KyJbTMBUPOBAHWE), OCTAaHOBKA JeJeHUsI,
00paboTKa TMMepTOHMYECKUM PAcTBOPOM, yAaJeHME JIUII-
HUX KJIETOK, IIEHTpU(YTrupOBaHUE;

2. TloaroroBKa XpoOMOCOMHOIO TMperapaTa: (hUKCalust
CMEChI0 YKCYCHOM KUCJIOTBI M 3TWJIOBOTO CIIMPTA, HaHece-
HUE Ha MpeJIMETHbIE CTEKJa, OKpalllMBaHUE MperapaTa;

3. CoOCTBEHHO MMKPOCKOIIMSI ¢ KOMITBIOTepHO# o0pa-
00TKOI M300paxkeHUsI U COCTABIEHUE 3aKITIOUEHHUSI.

OkpalllMBaHUE TIperapara BBIOJHSIIOCh CTAaHAAPTHBIM
nuddepeHanbHbiM criocoooM (G-meromom). st yrou-
HEeHMSI BapuadeIbHOCTU XPOMOCOMHOI0O Habopa MCIIOIb30-
Basicst C-MeTo/l OKpacKu Tpemnapara (OKpalimBajcsl TOJbKO
KOHCTUTYTMBHBIN reTepoxpoMaTuH). Jlajee BBIMOJHSIACH
KOMIIbIOTEpHAsl 00paboTKa M300paKeHusl ¢ MAeHTUdUKa-
L€ XpOMOCOM.

METO/IOB OMNKCATeIbHON CTATMCTUKU TIPUBEACHBI CpelHee
apudmeTndeckoe u ero omnbka (M £ m), abconoTHbIC U
OTHOCHTE/JIbHBIC YACTOTHI JJISI HOMUHAJIBHBIX IPU3HAKOB.
J1J1sT OLIEHKM JOCTOBEPHOCTH BBISIBJIEHHBIX Pa3IUUUil MEXKIY
HCCIIeAYEeMbIMU TPYMIaMKM MCIOIb30BAJICS aHAINU3 TaOJIuIL
COMpsKeHHOCTH 1 KpuTtepuii x2 ITupcoHa, CTaTUCTUYECKYIO
3HAYMMOCTDb OLIEHMBAIM TOUYHBIM MeTomoM Puiiepa. Kpu-
TUYeCKOe 3HaYeHWe YPOBHS 3HAYMMOCTH (p) IPUHUMAIIOCH
paBHbIM 0,05.

Pe3yabTaTsl U 00CyXKIeHne

CpenHuii BO3pacT XeHIIWH B UCCIIEAyeMBIX TPYIMIax He
UMeJ CYLIECTBEHHbIX Pa3ivyuMii U COCTABUJ COOTBETCTBEH-
Ho 33,1 £ 5,4romau 31,5 = 5,6 ner (p>0,05). CpegHuii cpok
OepeMEHHOCTH TaKXKe pa3Indaycs He3HaYUTETbHO — COOT-
BETCTBEHHO 7 HeleNb 3 qHS U 7 Helesb 5 aHel B 1 u 2 rpymn-
max. B 1 rpynme HeBbIHalllMBaHWe B aHaMHe3e WMeEIU
217 nanuenTox (34,2%), npuuem 26 nmauueHToK (4,4%) yxe
UMe paHee 2 Wiau Oosee ciaydyas HEeBBIHAIIMBAHUST Oepe-
MEHHOCTM (TIpUBBIYHOE HEBbIHAlIMBaHUE), 81 OepeMeH-
HocTh (12,8%) cpemu McCiiemyeMbIX CiIy4aeB HAcTyIHIa
B pesyibTaTe MPUMEHEHMsI BCIIOMOTATeIbHBIX PErpOayK-
TuBHBIX TexHojoruii (BPT). Bo 2 rpynme panee crpamanm
HeBBIHAIIMBaHUEM OepemeHHocTH 94 mauumentku (37,1%),
MPUBLIYHBIM HeBbIHALLIMBaHUEM — 15 (6%) malneHToK, oe-
peMeHHOCTh HacTynuiaa B pedyiabrate BPT y 29 (11,5%) na-
LIMEHTOK. JIOCTOBEPHBIX pa3IMuMii B UCCIIEMYEMBIX TPYITIIax
10 JIaHHBIM aKyIlIepCKOTo aHaMHe3a He Obu10. Takum obpa-
30M, UCCJIelyeMble TPYIIbl ObLIM COMOCTABUMBIMHU.

B nepBoii rpynmne (taba. 1) aHaau3 He yaanioch MPOBECTU
y 47 xeniuH (7,4%) nu3-3a Huzkoro kauectBa JJHK, HeBo3-
MOXHOCTH WAEHTU(DUIIMPOBATh TEHETHMUYECKUIT MaTepua
WM HEJAOCTaTOYHOTO KoJMyecTBa Marepuana. Bo BTopoit
IpYIITe MCCleoBaHre He ObUIO MPOBEAEHO M3-3a HU3KOTO
KayecTBa OMOJIOTMUYECKOTO MaTepuayia Wik Heyaad KyJIbTH-
BUPOBAHUST UJIM OKa3aJl0Ch HEMH(POPMATUBHBIM Yy 43 KeH-
muH (16,9%), p<0,01. Takum o6pa3oM, MPH MCITOIH30Ba-
Hun XMA Heynauu npu IIpoBeAeHUM aHaju3a ObIBalOT 00-
Jiee 4eM B 2 pasa pexe.

YacToTa XpOMOCOMHBIX aHOMAJIMil OKa3ajach BBICOKOM
B obeux wucciaenmyembix rpynnax. Ilpu mpoBeseHun XMA
HOPMAaJIbHBIIA MOJIEKYJISIDHBIM KapMOTUII OBbLI OIpeaeseH
B 253 ob6pasuax (43,2%), a maTonorndeckuii — B 332 ciyua-
ax (56,8%). Tlpu mpoBeneHUN TUTOTCHETUIECKOTO HMCCIIe-
IOBAaHUS HOPMAJIbHBIM M TIaTOJOTMYECKUI XPOMOCOMHBIM
HaOop ObLIM OIpeAeeHbl COOTBETCTBEHHO B 85 u 125 ciy-
yasx (40,5% v 59,5%). JIoCTOBEpHBIX pas3IMIuil MEXIy UC-
cJeayeMbIMU TPyIIaMu IO KOJMYECTBY OOpas3loB ¢ HOp-
MaJbHBIM M MaTOJOTMYECKMM XPOMOCOMHBIM HabOpOM He
BbIsIBJIeHO. OOHAKO CTPYKTypa XpPOMOCOMHBIX aHOMAaIuit
B MCCJIEAYEMBIX TPYIIIaxX JeMOHCTPUpPOBAia CYIIECTBEHHBIE
pasnurs MO HEKOTOPBIM COCTABIISIOLINM.

Pesynbrathl, mosyyeHHbIe IpU aHajau3e abOPTHUBHOIO

CraTuCTUYECKMil aHAIM3 ITPOBOMAMJICS C MCIIOIb30BaAHM- MaTepuaga B MCCIEAYeMbIX [PYIIax, IIPeICTaBICHBI
eM TakeTa MpuKiIaaHbix nporpamM Microsoft Excel. Cpenu B Tab. 2.
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OPUTNHAJIbHbIE NCCNEAOBAHUA

KonuyecTBo aHEYIIIOMINIT ayTOCOM ¥ TOHOCOM CYIIEeCT-
BEHHO HE Pa3nyajoch B MCCeAyeMbIX rpymnmnax. B obeunx
rpynmnax B OOJIBIIMHCTBE CAyyaeB BCTPEUATMCh TPUCOMUU
ayToCoOM: B IepBoii rpymie — 33,5% 1 Bo BTOPOIi rpyrie —
28,5% 06pa31oB (Cpeay BBISIBICHHBIX AaHOMAJTUI B HCCIIEIY-
eMBIX TPYIIIax COOTBETCTBeHHO 59% u 48%). Cpenu TpUco-
MHUIi ayTOCOM Yallle BCero BBISABISIIUCH TPUCOMUU XPOMOCOM
16, 21 u 22, 4To coriacyeTcs ¢ TaHHBIMU JIUTepaTyphl [1, 3,
4, 9]. Tlpu sTOM TIpM HEBBIHALIMBAHUM OEPEMEHHOCTU
B aOOPTMBHOM MaTepuaje HEpeAKO AMarHOCTUPYIOTCS TPU-
COMMH, COBMECTUMEIE ¢ XMBOpoxaeHueM (tadiu. 3). Yacro-
Ta JaHHBIX HApYLIEHUI B MCCIIEAYyEeMBIX TPYIIax oKa3aiach
COMOCTAaBUMOI M He MMeJia JOCTOBEPHBIX Pa3TUIMIA.

MoOHOCOMUM ayTOCOM BCTPEYaTUCh OYeHb PENKO — HU
OIIHOTO CJIyyasl B TPYIIIe, Tle TMPOBOIMIOCH KapUOTUITUPO-
BaHWE W 5 CIIyJacB B TPYIIIE, TIe MCCIICIOBAHUE TIPOBOIM-
nock MeronoM XMA (1 ciyyaii Mo3anuHoii MoHocoMuu 18
XPOMOCOMBI U 4 ciydyass MOHOCOMUM 21 XpOMOCOMBI, 2 U3
KOTOPBIX TaKKe OBbUIM TTPeICTaBIeHbBl MO3aMYHBIMU BapraH-
tamu). Cuutaetcsi, uto ¢opMUpOBaHUE OJACTOLMUCTHI He-
BO3MOXHO MPU OOJBIIIMHCTBE MOHOCOMUI ayTOCOM, MO3TO-
My B 9TOM cCJIydyae 4Jallle BCETO MPOUCXOIST MPpeIuMILIaHTa-
LIMOHHBIE TToTepu [9].

YacroTa aHeymiouauit roHOCOM (ITOJIOBBIX XPOMOCOM)
TaKXe He MMeNia JOCTOBEPHBIX Pa3IUYUil B MCCIIEIyeMbIX
rpymmax. B ocHOBHOI rpyIiIe Yaiille BCEero BCTpeyansach MO-
Hocomust X-xpoMocoMbl — B 42 ciydaeB (7,2% oT Bcex 10-
JIYYEHHBIX Pe3yIbTaTOB), B IByX 00pa3iiax BbISIBJIEHA TPUCO-
Must X-XpOMOCOMBI Y SMOpHOHOB keHckoro mona (0,3%) u
B MATH — IUCOMUST X-XpPOMOCOMBI y 3MOPHUOHA MYKCKOTO

nona (0,8%). B rpyme cpaBHeHUST TIPU TIPOBEIEHUN 1TUTO-
TeHETUYECKOro MCCIe0BaHMs B 2TOIl Ipymre BCTpeyaiach
TOJBKO MOHOCOMUSI X-XpOMOCOMBbI — 16 ciiydaes (7,6%).
CorjacHo JaHHBIM HAyYHOUW JIMTepaTyphbl, 3Ta aHOMAJUS
SBIISICTCST ONHOW W3 Hamboyiee YacTo OOHAPYKUBACMBIX
B a0OPTMBHOM MaTtepuaje Mpy HeBbIHAILKMBAHUM OepeMeH-
HOCTH, HECMOTPSI Ha TO, 4YTO MOHOcoMUs X (cuHapoM Tep-
Hepa) COBMECTMMA C XKUBOPOXICHUEM M XXKU3HECTTOCOOHO-
CTBIO B TIOCTaHaTaibHOM Tiepuone [1, 3, 4, 6, 9, 10].
CTpyKTypHBIE aHOMaJMM JOCTOBEPHO 4allle BCTpeya-
JUCh TIpu ucrob3oBanun XMA — 26 cinydaeB (4,4% ot
BCEX DPE3yJIBTATUBHBIX WCCIenoBaHMiA, 7,8% cpenn BBISB-
JIEHHBIX XPOMOCOMHBIX aHOMaJIMIii B 3TOI IpyIine). DTo 00b-
sIcHsIeTCsl 0oJiee BBICOKOM pa3peliaiolieil CrocOOHOCThIO
JMAHHOTO WCCIIEIOBAaHUS — OOJIBIIMHCTBO BBISIBJICHHBIX TIe-
pecTpoek Mu3-3a CyOMUKPOCKOMUYECKOTO pa3mepa HEBO3-
MOXHO ObLJIO ObI OOHAPYKUTH MPU TPAAULIMOHHOM LIUTOTE-
HETUYECKOM WCCIeqoBaHUM. B rpyrmre, rie MmpoBOAMIOCH
IIUTOTCHETUIECKOE  WCCICNOBAHUE, BBISIBJIEHO  BCETO
2 cTpyKTypHble Tiepectpoiiku (0,8%), mpuyeM omxHa M3 HUX
(0,4%) — cbanaHcupoBaHHasT POOEPTCOHOBCKASI TPAHCIIO-
Kalus, Kotopasi He Obl1a Obl 0OHapyxkeHa rpu XMA.

Obpanraer Ha ceOs1 BHUMaHuUe Ooyiee BBICOKAsT YacToTa
MOJIMIUIONANI TIPU MPOBEACHUM LIUTOICHETUYECKOIO MC-
ciaenoBaHusi. B mepBoii rpyrine TpuILionaust oOHapyXeHa
B 34 (5,8%) cnyvaes, a tetpamionnust — B 3 (0,5%). Cpe-
IU CJIy4aeB TPUILIOUIWK B 3TOM TIpyIe ObLIo 4 ciyvas,
rae TPUILIOMAMS coueTanach ¢ aHeyIiouauei ayrocom (2
ciydyasi TUIIEPTPUILIONAUN ¥ 2 runorpuiuionauun). Ipu
5TOM BO BTOPOI TpyIIne Tpurionnus BeisiBjieHa B 10,0%, a

KonnyecTBo ycnewHo NpoBeAEHHbIX U HE pe3yibTaTUBHbIX aHAJIM30B B UCCNeAYyEMbIX rpynnax Faoma T
PesynbTat pynna 1, N = 632 pynna 2, N = 253 %2 p
AbcC. % Abc. %
PeaynbTtat nonyyeH 585 92,6 210 83,1
18,07 p<0,01
MccneposaHve He NpoBeAEHO 47 7,4 43 16,9
Tabnmua 2
PesynbTaTbl aHann3a XpoOMOCOMHOro Habopa B aOOpTUBHOM Matepuane
npu ucnonab3osaHnum XMA v cTaHAapTHOro KapuoTUNUPOBaHUSA
PeaynbTat nccnepoBaHus pynna 1, N = 585 pynna 2, N =210 %2 p
Abc. % AbC. %
Tpucomum aytocom 196 33,5 60 28,5 1,72 p>0,05
MoHocomMum aytocom 5 0,8 0 — 1,81 p>0,05
AHeynnongum roHocom 49 8,4 16 7,6 0,11 p>0,05
MHOXeCTBEHHble aHeynonanum 19 3,2 15 7,1 5,72 p<0,05
Tpunnongusa (BKIYasa rmnep- U rmnoTpuUnaIonamio) 34 5,8 21 10,0 4,21 p<0,05
TeTpannongus 3 0,5 11 52 19,9 p<0,001
CTpyKTypHble aHOManNnu 26 4.4 2 0,9 5,54 p<0,05
Hopma 253 43,2 85 40,5 0,48 p>0,05
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Tabnuua 3
YacToTta TPpUCOMUIN, COBMECTUMBIX C XXUBOPOXAEHUEM
Tvn Tpucomumn Mpynna 1 pynna 2 p
O6Luee YacTtota Yactota ObLee YacTtota YacTtora
KOJINYECTBO cpean cpeon BCeX | KONMYeCcTBO cpeon cpenu Bcex
BbISIBNEHHbIX | 06pa3LoB, %, BbISIBJIEHHbIX | 00pa3LLoB,
HapyLUEeHWIA, N = 585 HapyLLeHWIA, N =210
%, N = 332 N =125
Tpucomusa 8 6 1,8 1,0 1 0,8 0,5 >0,05
(cuHppom BapkaHu)
Tpucomus 13 10 3,0 1,7 1 0,8 0,5 >0,05
(cuHppom MNaTtay)
Tpucomusa 18 5 1,5 0,8 5 4 2,4 >0,05
(cHppom SaBappaca)
Tpucomusa 21 17 51 2,9 10 8 3,8 >0,05
(cunppom JayHa)
Tpucomus 22 28 8,4 4,8 4 3,2 1,9 >0,05
(cvHapoM KoLlaybero rnasa
MToro 66 19,8 21 16,8 9,1 >0,05

TeTparionaus — B 5,2% cinydaeB. BoIsiBJIeHHBIC pa3inyust
cratuctuyecku goctoBepHbl (p<0,05). ITo-Buaumomy,
YYBCTBUTEJbHOCT XMA B OTHOIIEHUU TETParuIOuauu
HUXe, YeM TMPU CTAHIAPTHOM IIUTOTEHETHMYECKOM HUCCe-
noBaHuu. OMHAKO B IUTEpaType OMKUCAHO CpaBHEHUE Tpa-
OuIMoHHoro kapuorunupoBanusi u FISH-auarnoctuku
[11]. MIpu FISH-nmuarHocTMKe ypOBEeHb TeTpParuiOUuaANU
TakKXe 0KazaJicsl CYIIECTBEHHO HUXE, YeM TMPU LIUTOTEHE-
TUYECKOM HCCIIEJOBAHUU, T1I€ MPOBOAUTCS KYJIbTUBUPO-
BaHue KieTok. CylllecTByeT TMIoTe3a O TMOJUIIONIM3a-
uuu GubpoObIacTOB IJIalleHTApHBIX TKaHE B Xode uX
npoaudepauuu in vitro. B psiae nccienoBaHuil MoKa3aHo,
YTO B HEKYJIbTUBUPYEMBIX KJIeTKax Tpodobiacta sMOpuo-
Ha YacToTa TeTParIONIN HAaMHOTO HIKe, YeM B KYJIbTH-
Bupyembix [4, 10, 11, 12]. DTuM ke MOXHO OOBSICHUTDH U
OoJiblliee KOJMYECTBO MHOXKECTBEHHBIX aHEYTUIOWINI TTPKU
MPOBEACHUM KApUOTUMUPOBAHUS. DTU JaHHBIE CTaBSIT
MO COMHEHUE AOCTOBEPHOCTb METOJa CTaHAAPTHOIO Ka-
PUOTUIMIMPOBAHUS U TPEOYIOT MPOBENEHUS OTACIbHBIX 11e-
JIEHATIPaBJIeHHbIX WCCIAENOBAHUN ISl TIOATBEPXKICHMS
9TOTO TPEANOTOXKEHMSI.

Takum oGpazom, ob1asg yacToTa XpOMOCOMHBIX aHO-
MaJIuii, BhISIBJISIEMasi TEM M IPYTUM METOJAaMU MPUMEPHO
OJIMHAKOBAa, OJHAKO CTPYKTYpa XpPOMOCOMHBIX aHOMaJIMit
umeet pasauuus. [Ipyu KapuOTUNIUPOBAHUY YALLIE BhISIBIISI-
eTCs MOJIMILIOUANSI, BO3MOXHO BbISIBIIEHUE COalaHCUPO-
BaHHBIX TPAHCIOKALIN (KOTOPKIE, OMHAKO, B a0OPTUBHOM
MaTepuaje IpU HeBbIHAIIMBAHWM OepeMEHHOCTH BCTpE-
yatotcsl KpaitHe penko). [1pu XMA uaie omnpenensitorcst
CTPYKTYpPHBIE MEPECTPOMKHU, B TOM YHCJIe HecOalaHCUpPO-
BaHHbIC TPAHCJIOKAIMK, KOTOPbIE MOTYT HOCUTh HacCJe-
CTBEHHBII XapakTep, U BhISIBJIEHUE KOTOPBIX KpaiiHe Bax-
HO JUISl TIOCJICAYIOLIEro MeIMKO-TeHETUYECKOIO KOHCYIb-
TUPOBAHUSI W pacuera pHUCKa MPHUBBIYHON MOTepu Oepe-
MEHHOCTU U POXICHUSI IeTeli ¢ T'eHEeTHMYECKOUl IaToJo-
THei.
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