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B pamkax nporpammbl IKO TpUNAOMAHBIE SMOPHOHBI SBASIOTCS aGOPTUBHBIM
MaTeprarom 1 yTmAnanpyiotcsl. OAHaKO MOTEHLMAA M FeHeTUYEeCKe MeXaH!3Mbl,
peaAmnsyemble B TPUMMAOUMAHbIX IMOPHOHAX, AO CHX MOP HeM3BeCTHbI. B 3Toi cBs3n
MCCAEAOBAHME FEHETUYECKMX MOKasaTeAen TPUMAOMAHbBIX SMOPUOHOB YeAoBeka B
nporpammax BCTOMOraTeAbHbIX PerpOAYKTMBHBIX TEXHOAOTMI MMEET He TOAbKO
NPUKAQAHOE, HO U (PyHAAMEHTaAbHOe 3HauyeHue B MOHMMAHWM MPOLLEeCCOB
OMAOAOTBOPEHMSI M paHHero smbpuoreHesa deaoBeka. B xoae npoBeaeHwus
MCCAEAOBaHMs  ObIAM  MOAyYeHbl AaHHble MO FeHeTUYECKMM OCOBGEHHOCTIM
paHHero 3mbpuroreHesa TPUMAOUAHbBIX 3MOPMOHOB YeAOBeKa M Pa3AMUHOM
4acToTe AMMMHALMM AMLLHErO FeHOMHOro Habopa B MX reHOTUre, BO3HMKILEro
B pe3yAbTaTe AMIMHWM, AMAHAPUM M AMCriepMun. Bbina npousBepeHa oLeHKa
YaCTOTbl HApYyLIEHW CUHFraMMKM W Cerperaum XpoOMOCOM Y  TPUMAOUMAHBIX
3MOPUOHOB ueAoBeKa. BbiSIBAEHO, UTO y TPUMAOMAHBIX 3MOPUOHOB YeAoBeka
CYLLECTBYET MEXaHU3M 3AMMMHALMM AMLLUHEro rarnAOMAHOro Habopa B paHHEM
ambpuoreHese Ha CTaann ApobAeHUs. YacToTa AMNAOMAHbBIX SMOGPUOHOB B rpyrne
AMITMHUKM cocTaBuAa 74,5%, B rpynne ancnepmmn — 89% v B rpynne AMaHApPUK
Bcero 10%, BbiBAeHa HM3Kas YacToTa (3%) HapyLleHns cerperalmMm XpoOMOCOM Y
TPUNAOMAHBIX SMOPMOHOB YeAOBeKa.

KAloueBble CAOBa: MeNo3, OMAOAOTBOPEHME, 3MOPUOH, reHeTnyeckas
AMArHOCTHKa, TPUMAOUAMS.

Within the IVF program, triploid embryos are abortive material and are dis-
posed of. However, the potential and genetic mechanisms realized in triploid em-
bryos are still unknown. In this case, the study of the genetic indices of human
triploid embryos in the programs of assisted reproductive technologies is not only
applied but also fundamental in understanding the processes of fertilization and
early embryogenesis of human. During the study, data were obtained on the ge-
netic features of early embryogenesis of human triploid embryos and the different
frequency of elimination of excess genomic set in their genotype that arose as a
result of diandra, diginiya and dispermy. An assessment was made of the incidence
of singamy disorders and chromosome segregation in human triploid embryos. In
the course of the study, the following results were obtained, it was found that in hu-
man triploid embryos, there is a mechanism for eliminating the excess haploid set in
early embryogenesis at the cleavage stage, it was found that the frequency of diploid
embryos in the diginic group was 74.5%, in the dispermy group 89% In the diandra
group only 10%, a low frequency (3%) of the violation of chromosome segregation
in human triploid embryos was detected.

Key words: meiosis, fertilization, embryo, genetic diagnosis, triploidy.

A€EHEeAEH TbIC YpbIKTaHAbIDY 6GaFAapAamacbiHblH  asCbiHAQ  TPUMAOUMATI
3MOpHOHAAP abOPTTbIK, MaTepuaA GOAbIN  TabbIAbIM, >OMbIAAAbL.  AAANAQ,
TPUMAOUATbI  DMOPUOHAAPAbBIH  ICKE  acbipblAQTbiH  MOTEHUMAAbI  XKOHe
reHeTUKAAbIK, MEXaHM3MAEPI dAi KyHre aAenit 6earici3. OcbiraH 6arAaHbicTbl, KPT
6aF AapAAMaAapbIHAQ aAAMHbIH  TPUMAOUATbI  3MOPUMOHAAPbIHBIH, TEHETUKAABIK,
KepceTKiluTepiH 3epTTey — YPbIKTAHAbIPY MpoLecTepi MeH aAaMmHbiH, epTe
3MOpUMOHreHesi TyCiHiKTepiHe Tek KOAAaHOaAbl fFaHa emec, COHbiMeH bipre
hbyHAAMEHTaAbAT MBH Gepeai. 3epTTey Xypridy 6apbICbiHAQ aAAMHbIH, TPUMAOUATbI
3MOPUOHAAPbIHBIH, epTe 3MOPUOreHe3iHAEr reHeTUKAABIK, epeKLIeAiKTepi XeHe
AWUTUHUS, AMAHAPUSI, COHbIMEH KaTap AMCMEPMMUSI CaAAdpblHaH Maiaa GoAFaH
reHOTUNTEri apPTbIK, XXMbIHTBIKTbIH, 8PTYPAI ABPEXEAEri IAUMUMHALMSCHI GOMbIHLIA
MaFAYMATTap aAblHFaH. AAAMHbIH TPUMAOUATbI SMOPUOHAAPBIHAAFLI Cerperaums
YKOHE CUHIramms YpAICTEPIHAETT XpOMOCOMaAapAbIH Gy3biAbICTapbiHa GaFa GepiAAi.
3epTTey Xyprisy 6apbiCbiHAQ KEAECI HOTUXKEAED aAbIHAbI, aAAMHbIH, TPUMAOUATDI
3MOpHOHAAPbIHAQ epTe  3MOpuoreHesiHAe OGOALLEKTEHY CaTbICbIHAQ  apPThIK,
ranAOUATbIK, YKMbIHTbIKTbIH, SAMMMHALMACHI OPbIH aAaTbiHbl aHbIKTAAAbI, AUTMHUS
TOObIHAAFbI AUMAOMATBI IMOPUOHAAPAbIH, KE3AECY XKMIAIrT — 74,5%, AMcniepmus
TO6bIHAQ — 89% >8He AnaHApus ToObiHAA — 10% FaHa eKeHAIri 6eAriAi 60AAbI,
AAAMHbIH, TPUMAOMATBI SMOPUOHAAPBIHAQ XPOMOCOMAAAPAbIH, CUTMPELMSIChIHbIH,
6Y3bIABICTAPbIHbIH TOMEH XMIAIri (3%) aHbIKTaAAbI.

Ty#iH ce3aep: Meno3, YpbIKTaHAbIPY, SMOPUMOH, FEHETUKAABIK, AMArHOCTHMKA,
TPUNAOUAMS.
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BBenenue

[losiBiIeHNE BCIIOMOTATENBHBIX PEMPOJAYKTUBHBIX TEXHOJOTHU
(BPT) cmenaio BO3MOKHBEIM H3YYEHHE MEXaHH3MOB OILIOJOTBO-
pEHUsSI OOIIUTOB YEJIOBEKA U OCOOCHHOCTEH paHHEro AMOpPHUOTreHE-
3a [1]. OcHOBHas Macca MOJMy4aeMbIX OOLIUTOB YEJIOBEKA MPU IKC-
TpakopropaisbHOM orutogoTBopeHun (DKO) SBIASIOTCS 3peIbIMH Ha
cragun Metadassl 11 (MII), XoTs BrioJTHE BO3MOKHO TIOTyYEHHE He-
3pEIbIX OOIUTOB B CTAAHMH 3aPO/IBIIIEBOTO MMy3bIphKa WIH MeTahasbl
I (MI) [1]. BriocnenctBum He3peible OOIUTHI OYIyT NCTOYHUKAMH
AHOMAaJIbHBIX 3Ur0T. BU3yasbHBIN KOHTPOJIb 3UTOT Ha MPOHYKJIeap-
HOW CTaJiMu HE BCETJ[a MOXKET CITYy>KUTh IOKa3aTeleM TOYHOTO I10-
TeHIIHaja SMOPHOHOB 1 OIICHKH MX TeHeTHUeckoro Habopa [2]. On-
HOW 13 HanOOJIee YaCThIX ITEHOMHBIX OIIMOOK y YeIOBeKa SIBIISIETCS
TpUILonusi. TPUIIIONIHBIE SMOPHUOHEI, BO3HUKAIOIINE B IIPOTPAM-
max BPT, cienoBaiiv pa3iMuHbIMM OHTOT€HETUYECKUMHU IyTSIMH,
JIaXKe €CJIM OHU OBUIH IMOJIyYEHBI OT OJHUX pojuTtencii. HekoTopsie
Y3 HUX He OBUIM CIIOCOOHBI BCTYIATh B CHHTAMHUIO M MHHUIIMATHHOE
IpoOJIeHue, ToTaa Kak APYyTHe MOTYT IeTUTRLCS Ha 1Ba U Ooee OJra-
cToMepa, TOXOJs 10 CTaAuu OJacTouucThl. HekoTopkie TpuIuion-
IIbI Cpa3y JAETSATCS Ha TPU OacToMepa B XOJie IEPBOTO ACICHUS U
B JJallbHEHIIIEM Jaf0T MOP(OIOTHYECKI HOpMaIbHBIE SMOPHUOHEI,
KOTOpPbIE HEOTIIMYMMBI OT JYIJIOWAHBIX 3MOPHUOHOB [2]. DTO 00B-
SICHACT, TIOYEMY SIBJIICTCS KPUTHYHBIM OTAENICHHE JYIUIOMIHBIX
(2PN) 3uroT OT MOMMIUIONAHBIX 3UTOT cITycTs 14-18 wacoB mocie
OTUIOIOTBOPEHHUSI, YTOOBI M30€kKaTh MEPEHOCA MOIHUILIOUHBIX M-
OpHOHOB.

CymiecTBYIOT TpH TJIaBHBIX MEXaHHM3Ma, BEIyIlHe K TPHUILIO-
unuu. Haubonee pacnpocTpaHEHHBIM SIBISCTCS NMPOHHUKHOBEHUE
B OOIUT ABYX CIEPMHEB M 0Opa30BaHHE OJHOTO MATEPHHCKOTO
1 JABYX OTIIOBCKHUX MPOHYKJICYCOB [3]. OOBIYHBIC XPOMOCOMHBIE
Ha0OpBI, JAMIINUE JUCIEPMUYCCKUE IMOPHOHBI 3TO0 69XXX nnu
69XXY [1]. B oouT MOXET NPOHUKHYTh, OYEHb PEIKO, ABYSACP-
HBIH CIIEPMAaTO30M, KOTOPHIH OKa3aJicsi HECTIOCOOHBIM K Tarlio-
UIW3alid BO BTOPOM MenoTuyeckoMm neneHun (Menee 8%) [4].
CriepMuu OT MY’KYMH C aHOMAJILHBIMU TIapaMeTpaMu CEMEHHU 00Ha-
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Hpe,I[I/IMHJIaHTaIII/IOHHaSI TEHETUYCCKasaA JUarHoCTruKa TPUILIOUIHBIX 3M6pI/IOHOB YCJIIOBCKA ...

pPy’KuBalOT 0oJiee 3HAUYUTENIBHYIO TEHACHLUIO (Qop-
MHUPOBATh TPUILIOUIHBIE 3MOPUOHBI IOCPEICTBOM
9TOr0 MEXaHMU3Ma, TOTJa KaK IIPU HOPMO300CIeEp-
MHH JUCTIEPMHYECKHE 3MOpPHOHBI 00pasyroTcs
MIPEUMYIIECTBEHHO MOCPEICTBOM OIUIOAOTBOpE-
HUA JIByMs criepmusiMu [5, 6]. Tpetuil MexaHu3M
TPHUIUIOUANH TOSBIISETCA 32 CUET JUTMHUM dSMOpH-
OHOB, COJIEPKALIUX JIBa MATEPUHCKUX MPOHYKIIe-
yca. CoxpaHeHHe BTOPOIo MOJSPHOTO TEJbla BO
Bpems Meio3a Il sBisierca nanbomnee pacrnpocTpa-
HEHHOW NPUYMHOM AUTMHUHM SMOPHOHOB, HO OHHU
MOTYT MEHEE 4acCTO BO3HUKATh U B Pe3yJIbTaTE CO-
XPaHEHHs TEPBOrO MOJSPHOrO TENbLa BO BpPEMs
meio3a 1. IIpoHUKHOBEHHE B JIBYSIJIEPHBIA OOIUT
OJIMHOYHOI'O crepMusi OyIeT AaBaTb, TPUILIOMI-
HBII SMOpHOH. XOTS TPUIIIIOUINUS, SBISETCS TPH-
YUHOU npuMepHO 15% penpoayKTUBHBIX IOTEPh y
yeyoBeka [ 7], 0JJHaKO BCTpEYaroTcss OepEeMEHHOCTH
C pOXKJeHUEM peOeHKa, KUBYIIUM /10 HECKOJIBKHUX
MecsIeB mocie poaos [8].

B Hacrosimiee BpeMs OCHOBHOW 3ajadyeil pe-
MPOAYKTOJIOTHH, SBISETCS pallMOHAJIBHOE WC-
[0JIb30BAHUE YEJIOBEUECKUX raMeT M SMOPHOHOB
B nporpammax BPT. B pamkax mporpammsr 9KO
TPUIUIOUIHBIC SMOPHOHBI SBISIOTCS aOOPTHBHBIM
MaTEepHaJIOM U YTHIM3UPYIOTCsA. OAHAKO IOTEH-
OUal ¥ TeHETHYECKHE MEXaHU3MBI, Pealn3yeMble
B TPUIUIOUIHBIX 3MOPHUOHAX /IO CHX TOP HEM3BECT-
HbI. B 3TOl CBA3M UCClIeI0BAaHUE T€HETUYECKUX T10-
KaszaTeneil TPUIUIOWAHBIX 3MOPHOHOB YeJoBeKa B
IporpaMmax BCIIOMOTaTEIbHBIX PENpOTyKTHBHBIX
TEXHOJIOTUH MMEET HE TOJbKO MPHUKIAJHOE, HO U
(¢yHIaMeHTanbHOEe 3HAYeHHWE B TMOHUMAaHUM IPO-
LIECCOB OTIOJJOTBOPEHUSI M PaHHET0 SMOpHOTreHe3a
YeJloBeKa.

OCHOBBIBasICh Ha BBIIIEU3I0KEHHOM LIETIbIO Ha-
LIMX UCCIIEOBAHUI ObUIO M3yUCHHE TeHETHUECKUX
IoKa3aresnel TPUIUIOUIHBIX YMOPHOHOB YEJIOBEKA B
IporpaMMax BCIIOMOTATENbHBIX PENPOTYyKTHBHBIX
TEXHOJIOTUI.

MaTepI/IaJ'lbI U METOAbI UCCJICTOBAHUA

OOBeKkThl uccliefioBaHui: uHTep(da3HbIe sapa
OomactomepoB 125 TpUIUIOMIHBIX SMOPHOHOB Ye-
JIOBEKa Ha cTaauu apobnenus B nporpammax JKO.
Bbut ipoBeieHbI UCCIIEI0BAHUS METOJIOM TIPS TUM-
IUTAHTAIUOHHOW TEHETHYECKOW JUAarHOCTHKU WH-
Tepda3HBIX sAnep A OnpeesieH!s] TeHETHYECKOTO
Habopa mo xpomocomam 13, 16, 18, 21, 22, X, Y
(3ouasr kommmanun Abbott Vysis, CILIA).

Jns mpoBeneHHs STHX HCCICIOBAaHUH ObLIH
MIPOAHAIM3UPOBAHbl 75 LUKJIOB MpeIUMILIAHTAIM-
OHHOM TE€HETUYECKON AMArHOCTUKU y 75 cympy-
KECKHX Tap, MPOLICALINX PAa3IUYHbIE IPOrPaMMbl
BPT B nepron 2013-2014 roer Ha 6aze MuCcTHTYTA
PENPOIYKITNN YeJIoBeKa U 3MOpuosoruu (T. Anma-
11, Kazaxcran).

Bo3pacT :kKeHIIUH BapbHpoBaja B mpeaeax
oT 23 1o 45 ner. CTUMYISIIMIO CYNEPOBYJIISAIUHN Y
KCHIIMH TPOBOJIMIIM TI0 CXEME TOHA0TPOINNHAMH,
KOHTPOJIMPOBAIN pa3BUTHE (DOJUIMKYIOB C TOMO-
IIBI0  yIIBTPA3ByKOBOTO HccienoBanus. Ilpu mo-
CTIKCHUU JTOMUHAHTHBIMH (OJUTUKYJIaMH pa3zmepa
18-20 MM BBOAMJIM TPUITEP OBYJIISALMHM — XOPHOHH-
yeckuii ToHagoTponuH (XI') B mo3e 5-10 Toic. ME.
[IpeoBynsaTOpHBIC OOLMTHI MOIYYAIN TOCPEACTBOM
TPaHCBarMHaJbHON NYyHKUMH (DOJUIMKYJIOB uepe3
35-36 vacoB nocsie uHbeKIMK X1

buoncuro 61acTtomMepoB MpOBOIMINA HA IMOPH-
OHAaX JOCTHTMIMX cTafuio 6-8 OrmacToMepoB, Ha
TpeTUl JIeHb KyJlbTHBUPOBaHHMA. JlaHHAsI mpole-
Jypa OCYIIEeCTBIsIach mpu temmeparype 37°C. B
71a00paTOPHBIX YCIIOBHSAX,C MOMOIIBI0 MUKPOMaHH-
nynstopoB ¢upmbl Narishige (MM-89, Snonus),
B cnenuansHoi cpene PGD Biopsy Medium (Life
Global, CIIIA) npou3BoIMICS MEXaHHUYECKUI XIT-
YUHT OJecTsIed 30Hb AMOPHUOHOB (PUCYHOK 1).
31ech, B 3aBUCUMOCTH OT JUAMETpa WIJIbl Jelain
T,X,V 00pa3Hble pa3pesbl. [locne xaTuuHra ¢ nomo-
IIBI0 OMOTICHIHOM WTIIBI MPOW3BOAMIACE ACTIHpa-
YIS OJTHOTO WITH JIBYX OJIACTOMEPOB B 3aBUCHMOCTH
OT HaJM4Us S]pa B aCOMPUPOBAHHOM OJacToMepe.
3areM TPOBOAMIHM (UKCALUIO SApa, TOJYyYEHHBIX
0JIACTOMEPOB Ha MPEJIMETHBIX CTEKJIaX.

st Toro, 4ToObI poBeCcTU (PUKCALIUIO sIIEep HA
NPEIMETHBIX CTEKJIaX, TOTOBUJIM TMIIOTOHHYECKUN
W pacIiacThIBAIONINE PACTBOPHL. JJsi mpUroTOBIiIe-
HUS TUIIOTOHUYECKOr0 pacTBopa cMemuBaiu 3,5%
LUTPAT HATPHUS U CHIBOPOTOUHBIN albOyMHH B COOT-
HoIreHnM o0wsema 5:1 1 mo0aBIsIM IBOWHOI 00BEM
JIUCTUIIMPOBAHHOM BOJIbl. B cocTaB pacruiacThiBaro-
IeTO pacTBOpa BXOIUT ANCTHIIMPOBAaHHAS BOfa, 1%
TBun-20 m nensHas ykcycHas KucioTa. Kaxmerid
OnmacroMep TPOMBIBATIM B T'HIIOTOHHYECKOM pac-
TBOpPE B HECKOJIbKUX Karursix. Ha mpeamerHoe cTerno
Karaju pacrlacThIBAIOLINI pacTBOP M MEPEHOCHIIN
B Hero Osjacromep. 3aTeM HaOJOANIN T10]] MUKPO-
cxorioM (IX71, Olympus, Slnonus) moka Karmist He
BBICOXHET H SIIPO HE BBIMJET M3 UUTOMIa3Mbl. Me-
CTO, T1e 3a()UKCUPOBAHO SAPO OTMEUAIH AIMA3HBIM
KapaH/anoM (PUCYHOK 2).

52 Bectauk. Cepust 6uonorndeckast. Nel (70). 2017
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Pucynox 1 — Dtansl XoTuuHTa 1PpU OHOIICHH SMOPHOHOB. A — BBIOOpP HAHOOJIBILIETO ITyCTOTO NEPEBUTEIMHOBOIO IIPOCTPAHCTBA;
b — omunapHOe pacceucHue OGnecTsiieii 30Hbl; B — nBoliHOE pacceuenue Omnectsieit 30Hb1. (YBennuenue x 200).

FISH — nnarnocruka:

Ilpeoeubpuouszayuonnas oopabomra. Jlns 00-
pabOTKU CTEKOJ T'OTOBWJIM CEPHIO PacTBOpoB. B
coctaB 2xSSC (mBYXKpaTHBIH BBICOKO-COJICBOM
HUTpaTHBIA Oy(ep) BXOIWIM PacTBOPHI IEICHHA
u napadopmanpaeruga. s ero npuroToBieHUS
opammm 20xSSC u mo0aBISAIN TUCTIIIHPOBAHHYTO
Boay. UYTOOBI NOPUTOTOBUTH pacTBOp IENCHHA
Opanu 75 MJ ITUCTHIMPOBAHHOW BOIABI M 5 MKT
KPUCTAJUIMYECKOTO TMOPOIIKA TMerNCcHHa, TIepe-
MEIIMBAJIN M J00aBIsIM 65 MKIJI COJSTHOW KHC-
JOTBl. A I TPUTOTOBIIEHWS pacTBopa Ta-
padopmanbaeruaa  ucnosnb3oBanmu - 500 Mmr
napagopmanbaeruaa, 25 v 20xSSC pactBopa u
60 M1 TUCTUIIMPOBAHHOW BOABL. [l TOTO, 4TOOBI
napadopMaibIerul IMOJTHOCTHIO  PACTBOPHICS
CTaBWJIM €ro Ha BOJSHYIO OaHIO TIPU TeMIepaType
85°C. 3atem B nocyay Komnuna nanusanu 2xSSC,
pacTBOp TeNCHHA M CTaBWJIM B BOASHYIO OaHIO
npu temneparype 37,5°C. A mapadopmanbaerus
OCTaBJISUIM NPU KOMHATHOW Temmepatype. Korma
pacTBOpPHI OBLIIM MPUTOTOBJICHBI, TOMEIIATN CTEK-
nma cHavano B pactBop 2xSSC Ha 5 MHUHYT, MO-
TOM B pacTBOp INENCHHA Ha 6 MHUHYT. 3aTeM
moMemainu obpatHo B pactBop 2xSSC, mis
MOJIaCKaHUs, a IIOClie OCTaBIISIM B PacTBOpeE
napadopmanbaeruna Ha 17 munyt. Ilo ncreuenun
BPEMEHH TpOIojackuBaiau B pactBope 2xSSC, B
70% u 90% cnuprax, B JUCTUIUPOBAHHON BOJE U
cyuwin B rubpuauszatope. [locie Toro, kak crekina
nojcbixanu, kamanu JIHK-30HABI, mTOKpBIBAIH
MOKPOBHBIM CTEKJIOM, 3aKJIEMBAIH NapaduibMOM
u ctasuiu B ruOpunuzarop (ThermoBrite, Abbott,
CIIIA).

Jenamypayuio npousBoauaun npu 86°C B Teve-
Huu 10 MUHYT.

ISSN 1563-0218

Tubpuouzayuio ocymectsisiin npu 43°C B Te-
YEHHUH 3 4acoB.

Tocmeubpuouszayuonnas  oopabomxa.  Jns
TOTO, YTOOBI W30aBHTHCS OT HECTEIU(DUIECKOTO
CBSI3BIBAHUS 30H]IOB, MpoMbIBaiu B 2*SSC pacTBo-
pe. [lomemtanu pacTBopsl B BogsiHyto O6anto (BWT-
U, buocan, JlatBus) Ha 15 MUHYT pu TemmnepaType
37,5°C m kpmanu 1OKa TOKPOBHBIE CTEKIa HE
otkietorcs. M 3arem mpononackuBanu B 70% u
90% cnmprax, B ANCTUIMPOBAHHON BOJE U CYIIHIIN
B THOpHUAN3aTOPE.

Oxpawusanue u unmepnpemayus pe3yiomamos.
Ha o6pasusr kananu Antifade (Abbott, CILIA), B co-
ctaB koroporo Bxoaut DAPI (Abbott, CIIIA), mo-
KpBIBAJIM MMOKPOBHBIM CTEKJIOM U MUKPOCKOITUPYEM
0]l UMMepcHuel. AHaiIu3 pe3ysbTaToOB IPU MOMO-
um ¢ayopecueHTHOro Mukpockona (BX-51, Olym-
pus, SnoHus) npeacrasisieT COOOH PEerucTpanuio u
UICHTU(UKALNIO HCCIETYyEeMbIX XPOMOCOM CHEl-
U(pUYECKH OKpalICeHHBIMHU (DIyOpPECLIEHTHBIMU CHUT-
HaJIaMH Ha Pa3IMYHbIX (UIBTPax MPOITYCKAIOLINX
CBET OIPEJICIICHHON [UINHBI BOJIHBI.

Pecubpuousayus. Tlocne OKOHYaHMsSI MEPBOTO
LUKJIa UCCIIeIOBAHUI yOUpaIu MOKPOBHBIE CTEKJIA
C IPEIMETHBIX CTEKOJI U mporonackuBaiu B 70% u
90% cnuprax, B AMCTUIMPOBAHHON BOJIE U CYIIMIN
B rubpuauzatope. [locne Toro, kKak crexia MOACk-
xanu, kananu JJHK-30H/1b1, TOKphIBAJIA TOKPOBHBIM
CTEKJIOM, 3aKJIeMBaiu MapaduibMOM M CTaBUIH B
rHOPUAN3ATOP Ul BTOPOTO LMKJIIA UCCIIET0BaHUH.

BHeapenue BcIOMOraTenbHBIX PENPOAYKTUB-
HBIX TEXHOJIOTHH a0 BO3MOXKHOCTH KOMIIJICKC-
HOMY HCCIICIOBAHUIO M TIyOOKOMY HMOHHUMAaHHUIO
MOP(O-pH3NOTOTHUSCKUX W TCHETHYECKUX 3aKO-
HOMEpPHOCTEH paHHEero 3MOpHOreHe3a dMOPHOHOB
yenoBeka [3].
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Camera 01

Pucynok 2 — Dramnbl pukcaiuu sipa 6ractomepoB. A — O1acTomep SMOpHOHA B pacIuIacTHIBAIOIIEM PACTBOPE;
b — ounienne spa OT uToriasMel; B — 3adukcnposanHoe sapo Oimacromepa. (Yeenanuerue x 400).

Pe3yabTaThl HCcc/1e10BaAaHUS U UX 00CYK/IeHHE

Cyl1iecTByeT O4Y€Hb TOHKHU OajaHC, KOTOPBIN
HEOOXOIUMO MOJEPKHUBATH MEXKIAY T'OMOJIOTHY-
HBIMH XPOMOCOMAaMHU POAMTEINIEH AJIsl TOrO, 4TOOBI
3Ur0Ta HHUIIMPOBAJA MPOIIECC APOOICHUS U cOXpa-
HWJIA TMOCIEAYIOUIYI0 MUTOTHYECKYIO aKTHBHOCTb
sMOpHoHa. JTOT OanaHC JeTKO HapyIlIaeTcs Helo-
CTaTKOM WJIHM H30BITKOM T'€HETHYECKOro MaTepu-
ana oxHOro u3 poaurteneil. B aTtom cmyuae uvacto
SMOPHOHBI OCTaHABIMBAIOTCS HAa Pa3HBIX 3Tamax
pa3BUTHS, TIPU MPOXOKIACHUN KOHTPOJIBHBIX TOUEK
JIeTICHNs KIIETOK M CTaJuH OJOKOB Pa3BUTHUS SMOPH-
OHOB. YenoBeueckue KJIETKH Halle TOJEPAHTHBI K
M30BITKY TC€HETHUECKOTO Marepuana B CpaBHCHHU
¢ HezmocTatkoM. Kak BbIIIeyKa3bIBAIOCh, TPHUILIO-
HAHbIE 3MOPUOHBI, BO3HUKAIOIIME B IPOrpaMmax
BPT, cnenyrooT pasinvUHbIMH OHTOIN€HETUYECKUMU
MyTSMH Pa3BUTHS, AaXKe €CIIM OHU ObUIN MOTYy4EHBI
OT OIHUX poauteneil. [1oaToMy nepBbIM 3Tanom Ha-
LIMX UCCIIEIOBAHNH OBUIO U3yUCHHE TeHETHUECKOT0
Habopa TPUIUIOMIHBIX 3MOPHOHOB YEJIOBEKa B 3a-
BUCUMOCTH OT MEXaHHM3Ma OIUIOJOTBOPEHHUS, MPH-
BEJIIIETO K TPUITIIOUIHUH.

Ha pucynke 3 noka3ansl pesynbstarsl FISH nua-
THOCTUKH TPUIUIOMIHOIO 3MOPHOHA 3IMMUHHUPO-
BaBIIETO JUIITHUKA HA0Op reHoMa M TaKkM 00pa3zoM
penapupoBaBIIEro TUIIOUIHBIH HA00P XPOMOCOM.
Ha 4 pucynke nokasansl pe3ynstatel FISH nuarso-
CTHKH TPUILIOUIAHOTO SMOPHOHA C MOATBEPIKICHU-
€M TPUILTOUANHU 0 XpoMmocomam 13, 16, 18, 21, 22,
XnY.

Pucynoxk 3 — Pesynprarsl FISH nnarHoCTHKE TPUTUIOHTHOTO
SMOpHOHA YeI0BeKa YIMMHUHUPOBABILETO JIUIIHUH HAOOp
reaoma. (Yeemmuenue x 1000).

B Tabmmme 1 nmpuBeneHB OCHOBHBEIC Pe3ybTa-
1l FISH ananuza Ha 125 TpUIIOUuHBIX SMOPHOHOB
YeNOBeKa C YKa3aHWEM COCTOSIHUS Pa3BUTHS HAa MO-
MEHT OMOTICHY Ha TPETHH CYTKH, a TAK)KE Ha IMATHINA
JIeHb KyJIbTUBUpOBaHus. Kak BuHO U3 TabmuIsl 1y
87 TpUIIOUAHBIX 3MOpHOHOB 110 pe3ynbTatam FISH
MNAarHOCTHUKY OBUT TUIIIOWIHBIN HaOOp, 4TO COCTa-
BuJI0 69,6%. Camas BbICOKAsl 4aCTOTa JUILIOUIHBIX
SMOPHOHOB ObLJIa BRISIBIICHA B TPYIITIE JUCTIEPMHUH, &
camasi Hu3Kas B rpymnie nuaHapui. CoOTBETCTBEH-
HO KOJIMYECTBO aHOMAJIbHBIX YMOPHUOHOB OBLIO BbI-
COKHUM B TPYIINE AUAHAPUHU U camasi HU3Kasi 4acToTa
ObL1a B TPyTIE JUCTIEPMHUH.
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PucyHnox 4 — Pesynperars! FISH nuarHocTuky TpUIionHOTo 3MOpHOHA YeJI0BeKa ¢ aHOMaJIbHBIM HAO0pOM XPOMOCOM.
A — FISH nnarnocruxka o xpomocomam 13, 18, 21, X u Y; b — FISH auarnoctuka mo xpomocomam 16 u 22
(VYBenmuuenue x 1000).

Taomuua 1 — OcHoBuble pe3ynbTatel FISH anannsa uarepdasubix saep 6aactomepos 125 3MOpHOHOB YenoBeKa.

OmogoTBOpeHHE N 6-8 K1 Bracrommcts aN 6-8 K. Bnacrouuctsr
Jurunus 74,5% 38 5 24,5% 13 0
Huannpust 10% 2 0 90% 19 0
Jucniepmus 89% 47 7 11% 6 0

Tadmuua 2 — Pesynsrarel FISH ananiza Mo3anisma pH poBeIeHAH MTOTHOH Ororicnu 60 S)MOPHOHOB YeIoBeKa

Ne Pesynbraret FISH nmuarHocTikm KonmgectBo aMOprnOHOB
1 46, XY 15
2 46, XX 11
3 69, XXX 10
4 69, XXY 6
5 69, XYY 2
6 47, XX, +13 3
7 45, XX, -13 1
8 47, XX, +16 1
9 45, XX, -16 1
10 47, XX, +18 1
11 47, XY, +21 1
12 45, XX, -21 1
13 47, XX, +22 1
14 45, XX, -22 1
15 45, X0 1
16 48, XY, +16, +22 1
17 48, XX, +13, +21 1
18 48, XY, +13, +16; 45, XO; 46,XY 1
19 47, XX, +21; 44, XX, -16, -18 1
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Bbu10 BBISBIICHO, UTO y TPUIUIOUIHBIX SMOpPUO-
HOB YeJIOBEKa CYIIECTBYET MEXaHHU3M AIIMMUHAIIH
JIMIITHETO TaIljIONHOrO Habopa B paHHEM 3MOpHO-
rerese. YacToTa TUILTOMIHBIX SMOPHUOHOB B TPYTIIE
TUTUHUY cocTaBuiia 74,5%, B TpyIine AuCriepMun —
89% u B rpynme nuanapun Bcero 10%.

Ha cregyromem srtame Halmx HCCICIOBAHHMA
MBI H3y4alli SBJICHHE MO3auIM3Ma Y TPUIIOUIHBIX
SMOpPHUOHOB YEJIOBEKA Il HMCKIIFOUCHHS OINNOOK
aHaIn3a.

Kak moka3zano B Ta0juie 2, KOJIMYECTBO I'€HE-
TUYECKH 3J0POBBIX 3MOpPHOHOB coctaBuio 40%
(24 >MmOpuona), u3 Hux 14 — 46,XY, a 10 — 46,XX.
KonmndaecTBO TPUILIIONIHBIX SMOPHOHOB 18, 9TO CO-
craensier 30 % ot oOmiero yucna smMOpuoHoB. U,

HaKOHeI], B pe3yJbTaTe MPOBEACHUS NCCIICIOBAHNUS
OBIJIO BBIABICHO 2 SMOpPHOHA ¢ MO3aWYHBIM T'CHO-
MOM, Y KOTOPBIX BBIsIBIIeHa HuU3Kas dactoTa (3%)
HapyILIEHUS CETPEralii XpOMOCOM.

Takum 00pa3oM, MPOBEJCHHBIC UCCIICJIOBAHUS
W TOJIyYeHHBbIE Ha WX OCHOBE JIaHHBIC TIOKa3allH,
YTO y TPHUIIOWJHBIX SMOPHOHOB YEJIOBEKa CyIIe-
CTBYET MEXaHHM3M JJIMMUHAIIVH JINIITHETO TaIUIO I~
HOTO Habopa B paHHEeM 3MOpHOreHe3e Ha CTaJHH
OpoOJIeHus, 4acToTa AMIUIOMIHBIX 3MOPHOHOB B
rpynine JUruHUM cocTaBuia 74,5%, B rpymnme auc-
nepmun — 89% u B rpynmne auanapuu scero 10%,
BBISIBIICHAa HU3Kas 4actorta (3%) HapylieHus ce-
rperaiud XpoMOCOM Y TPUIUIOUIAHBIX SMOPUOHOB
YeroBeKa.
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