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IpHBenessl TaHHLIE HCCISAOBAHNA, MOIYHEHHBIE B PERyILTATS BHEOPEHHA BIephbie B KataxcTaHe MeTOOA IIPEIEM-
nnanTanpoHHol reseThdecked trarsoctuks (T, B rpynne neenenyeMers GeUmH 71 KeHIIHE, MPOXOIHBLIN TIPO-
rpaMMy 3xcTpakopnopansHore omnonoTsopenna (K0, [T nposonunoce Metonom FISH (Fluorescence in situ
hybridization). Ilpi nposenennn FISH-anarnoctiky Ghina yCTaHOBISHA 3aBHCHMOCTh SaCTOThl BCTPEYACMOCTH AHEYTI-
NOKIHIT 0T HEKOTOPBIX H3IHoIorHMeckiX axTopos. [To nToraM MeenefoBaHns BLINA BLISRIEHA CRAZL MEX TV BOIpAc-
TOM HCHIIHHRL 0 aHeynnonaisivg adbepaunasy, a Takke BIHAHRE OTATOIIEHHOCTH PeNPOIyETHEHOTD AHAMHE3A HA WX
4acToTy. Chenan BRIBOI 0 HenecoodpasnocTy npuMenenis FISH-aMarHOCTHER I8 CHIMKEHHA PENpPOayKTHEHBIX NOTEPh
B nporpamme 3RO, ¥ 3KeHIIHH CTAPUIETO PEIPOIYKTHEHOIO BO3PACTA M KEHIIHH ¢ HCBRIHAIIHEAHHEM DepeMeHHOCTH.

Knwuensie caopa: 2KO, npeauMnnaHTalHoH-
Haf reHeTHYeckas quartoctHka, FISH-ananus, aue-
YIoHHeIe abbepatuu.

Onaum w3 HanboNee BAKHBIX IOCTHAEHHHA pen-
POTYKTHBHOMH MEIMUMHB! i OHONOrHH ABIASTCA pe-
JAMMITTAHTAUNOHHAEA MeHeTHYECKaA OHaATHOCTHEA
(TICD). [T nozeongeT NpoBECTH reHETHYECKOE Te-
CTHPORAHME 3MOPMOHA, T.e. J3eT BOIMOKHOCTH
BLIABHTE XPOMOCOMHEIE TIATONIOTHH €Ile 10 nepe-
HOCA eT0 B MOJ0CTh MATKH M TEM CAMBIM MPEIyT-
PelOHTE powjIeHHe JIETel ¢ reHeTHYecKHMH 3abo-
nesaHHAMH, Jlanias MeToIMKA NPOBOIMTCA B PaM-
Kax MPOrpaMMBbl SKCTPAKOPIOPANBHOTD OMIIC/IOTRO-
penna (OKO) # nozponger NepeHoCcHTE B NONOCTE
MATKH «300pOBEBIeH IMOPHOHEL, V KOTOPLIX HE Bhi-
ABJCHO TeX rederHdeckuy 3abonepanuii, nua obHa-
PYHEHHA KOTOPLIX 3Ta IHATHOCTHRA IPOBGIHIACE,

IIT]] Gbna paspaborana B wouue 80-x rogos
KaK MEeTO/1 IHarHocTHEH 3MOPHOHA HA paHHe cTa-
JHH, TIPH3BAHNGIH MOMOUYL CYNPYAKECKHM TTapam,
HMEIOIHM MOBBIUEHHEIH PHCK TIEPeaayH Hacuel-
cTeeHHOTO 2aboneBannd ceoemy pebenky [1,2,3].
Eue 8 1967 roay R. Edwards u R.Gardner enep-
BLIE MPHMEHHIH B KIMHMYCCKOH [PaKTHKE METOI
[TT7] nas onpefenesya nona y SMOPHOHOR KPOJIHKA
[4]. ¥ike TOrmA MOARMIHCE HieH npuMenenus [T1]]
¥ HeMOBEKA B LeNAX ACKTIOUCHHA Mepemavn reHe-
THUCCKHY 3abonesannii.

B nawane 90-x r. Obina paspaboTaHa TEXHHKA
nonuMepaszHoi nennoi peakunu (I1LP), xoropas
[O3BOJIHIA OIPEJIETHTE MYTAITHH B CIMHHYHER KI1eT-
kax [5]. TMepepivu [P v gyenosexa mna T1T]T

npumenna A, Handyside ¢ coasropams, ¢ nomo-
weio [P onn onpenensim cneumduyeckune noc-
NENOBATENRHOCTH HYKIIEOTHIIOR, XAPAKTEPH3YIONHE
Y ~ XpomocoMy, B LEMSX ONpeaeneHus noaa mmo-
PHOHOB ¥V CYTIpY:KECKHX nap ¢ X — CLENIeHHEIMH
zafloneBaHHAMHA [6].

Onnakn, H3-34 PUCKA NOCTAHOBKH HENPABMIIEHO-
ro IHartosa npy onpeaeneHuy amopuoHor, ot [TLP
TIOCTETIEHHO CTANH OTKA3LIBATLCH B NOAB3Y APYro-
ro MeToda — furyopecueHTHOH rubpuMzanuy in situ
(FISH). Ero npeHMyliccTso B TOM, 4TO MOKHO
OBUI0 OIHOBPEMEHHO JeTEKTHPORATE KAK X-, TaK
Y — XpoMOCOME], M TaK IOYBHIACE BOIMOKHOCTE
OTIPEACIATE HE TONLKO TION AMOPHOHOE, HO M aHEYH-
nouauy nonoeex xposmocor [7]. Oano n2 saumeix
MOMEHTOB — TO, ¥TO B MHPOBOI NpakTHke Her af-
conroTHD 100% HamemHeIX M DOCTOBEPHLIX METo-
nos auwarvoctuxd. Metonuka [1T]] nocrosepra B
97-98% cnyuaee. Takske BTOpoit caMblii BaskHEIH
momedt — TIT]] He NOBLINAST PHCKE BPOHISHH bIX
MOPOKOE PAIBHTHA, KOTOPEIH OCTAETCH TAKMM e,
KAK M v Beex nmonedl - 2-3% [B]. FISH — ananwus
MO3BONEET BRIARNSTE HECKDIBKD AHOMAIBLHEIX Kile-
TOK CpeOd TRICAY RKIETOK C© HOPMallbHRIM FEHOTH-
nom. Ocuosubie npeumyectsa FISH — ananuza:

 He Tpebyerca noayvenne HONLIIOTO Kolude-
cTBA OMONOTHYMECKOTO MaTepHana, seiaenenne JTHK
HI KINCTOK, a8 TAKKe HCMOALI0BAHKWS paJHOHI0TOma
P -32.

¢ BO3MOMHOCTE AHANMIUPOBATE Ha BCEX CTa-
AMAX KTETOMHOTO LMKIA, B TOM YHCIe B HHTepdase,
YTo B PAIE Ciiydaes nospoaser ofxomuries Ges
MCCTIeNOBAHHA MeTadasHbIX TNACTHHOK [9] .
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* Bricokas paspemaoman cnocobHOCTE (Ha
NPenaparax MOXHO BHIABIATh TE€ XPOMOCOMHBIE
HAPYIIEHHS, KOTOPHIE He BH3YATH3HPYIOTCA B 00 LIY-
HEIH CBETOBOH MHKDOCKOIT).

* ToyHOCTE DTHATHOCTHKH (pasMep npob MoKeT
pappupoBars oT 20-100 Teie. 10 HECKONEBKNY MHI-
[TMOHOB AP HYKIEOTHIOR, TAK YTO B KAYSCTEE MH-
UIEHH MOMYT GEITE HE TONBKO OTAENLHEIC MeHE HIH
KPOMOCOMHEIC YHACTKH, HO M LEnad XPDMDCDM:—I).

o Jlauueii MeTod SBISETCHS METOOOM ORICTpO-
ro NpoBeieHHs FeHeTHYECKOTO AHATHEA H J4eT Bo3-
MOKHOCTb B KOPOTKOE BPEeMSA TOMYUHTE Pe3y/IETaT
[10, 11].

B cuny ceoux npeumyuiects FISH — ananms
LIHMPOKC PACTIPOCTPAHEH M NMPHMEHASTCA BO BCEM
MHpE 174 OTpeleeHH s reHeTHYSCKHX AHOMATHI B
nporpamme I, Brepseie B Kaszaxcrane 111
meTtogom FISH — ananusa BHeApEH W IPOBOANTEA ©
2007 ropa va Dase Halledl KIAHAKH «2xomen, Tak
KaK METOOHKA O4YeHb CHAOMHAN, Ha ITAle e¢ BHe-
JpeHHd HAIIM COTPYIHMEM e30MnH B 3apy0eikHeie
CTpaHEl, B YHCae KOTOPRIX ObuTH Tepmanud, Hapa-
wik, Poccua, ans ofyvenws W ofMeHa ONEITOM.
MeTtomuka nosTanio cobupanack Mo Kycoykam H3
MHOTOYHC/ICHHBIX HIORHCOB, KOTOPEIE 00A3aTENBHO
HYKHO OBLIO YHHTHIEATE, YTOOH NIPORECTH YCME-
HYH THATHOCTHEY. BEIH NpuobpereHbl I0pOrocTo-
Awme QuivopectenTHsli Mukpockon Olympus (Ano-
HHA) ¢ KOMITBIOTEPHOH nporpamMmoii Applied Imaging
{Anrman), soHger GupMel Vysis (CIIIA) u Muome-
CTBO APYrof annapatypel M peakTHBoE, obecreyn-
BAIOLINX BOIMOWHOCTE Nporenenns FISH-ananiia.
Ha panumx sranax eHenpenus MeTtona Oelnm npo-
BE/JICHBI MPOOHBIE WKL Ha BEIOpakosaHHBIX 3PN
IMOPHOHAK, 4 TAKMKE TPH K0 THATHOCTHKE OBUTH
BKJIEOMEHE] KOHTPONEHEIE CTEKA ¢ (JMKCHPOBAHHEL-
MH MYKCKHMH Nefikonmramu, 41ols HCKITIOUHTE
TExHHYeckHe omHdky npoueaypel. Hanbonee yac-
Toi npuarBoH 1ng npoeenednd [ B Hame# knn-
HHKE SBIANMCE CHelyFOLIHE NPHYHHEL BO3PACT ACH-
WIHHEB! Gonee 35 net, Gonec 2-X BRIKMALILISH, 3aMep-
mmx DepeMenHocTei, GesycneiHble nonsTkH KO
B aHaMHese,

llentio naHHOrO HCCTEIOBAHHS SEHIIOCE H3Yue-
Hue meronom FISH — ananusa renerudeckux noka-
3ATENeH MOMyYaecMelX 3MOPHOHOR B MpOTpaMMax
KO, a Taie 3 HeKTHEHOCTH TEXHOMOMHH BCHO-
MOTATENRHOH PENPOMYKIIMM B 3aBHCHMOCTH OT pe-
ayneratos FISH — ananuza smOpuosos 1 aHaMHesa
HEHLIHHEL

MATEPHAJIBI H METO/IbI

B Hatsy HeeleioBaluaX 114 ONpeIeIeHHA aHe-
VIUTOM/IHA MBI HCTIONE30RANH ciietdrueckue JTHK-
soHael Multivysion PGT na 13, 18, 21, X, Y xpomo-
combl, Tak #e Multivysion PB na 13, 16, 18, 21, 22
xpomocomsl (hupma «Vysiss). Meenegosanue npo-
BOAMIOCE B paMKax mporpammel 3KO. 71 cynpy-
Jkeckan napa Oeuta obcnenorana B 74 nurnax KO,
Cpenunit BozpacT jKeHIIHH cocTasun 37,3 ner. 392
3MOpHOHAM NpoM3EeneHa OHomNcHA GracToMepa.

TIM, amOproHos cocTosna U3 2 cranuii — Guo-
neuu DracToMepa M MONEKYIAPHO-IIHTOreHe THYeC-
koro uccnenopaus meronom FISH-ananuza duk-
cHpOBaHHOTO A7pa bnacToMepa. BHoncwHio Gnacro-
MEpOB Nlenany ia 3-i neHs pazsutug aMOpHOoHA Ha
6-8 kneTouHoH cTaAHH 00 KOMIAKTHIALWH ero bna-
cromepoB. TexHHKY OHOTICHH 3MOPHOHOB NMPOBOIH-
TH ¢ MOMOILLIO MEKpoMaHunyasTopos Narishige
(Anouus) ¢ IpUMEHEHHEM MEXaAHMYSCKOTO XITYHH-
ra. ITocne nomyuenns GracToMepa NPoBOIHIH hHK-
CAaIMI0 ero fA7pa Ha npeaMmeTHoM crekie. Jlanee
IHATHOCTHKS TIEPENOIMIIA B MOJEKYIHPHO-LHTOre-
HETHYeCKYIO YacTh Mecaenosanud. B teuenun ne-
CKOMBEHX HACOB, HA HHTEPECYIOLIHE COTTIACHO AHAM-
HEZY CYTPYHECKOH Mapkl, XPOMOCOME! IMPOBCIHIH
FISH-nHarHocTHKY, KOTOPAas COCTOAIA W3 CIeAyTo-
TIHX 3TAnoR;

* [lpenraputensHaa obpaboTka obpasuos

* HeHatypatmsn

* [ubpunmzanns

* [IpomeiBanie nocne rudpHAK3aLHK

* KoHTponkHOE OKpalHBanme

* Murepnperauus pezynsTaTon

o wroram FISH-mHarnocTHky 3MOpHOHEL, NPH-
JHAHHBIE «3M0POBbLIMKY, T.¢. Be3 reHeTHYeCKHX aHo-
MATHH, JonycKanucs Ha nepedoc. Ha narwil neus
KYNBTHEHPOBAHHA B MOTOCTE MAaTKH IEPEHOCHIIM
ToALKD 2 sMOpHOHa, JOIMYIIEHHBIE HA MEPEHOC W
JHIMPYIOMKE N0 HUIHONOrHYECKOMY PA3BHTHIO.

PE3YJIIBTATHI H OBCYX/IEHHE

OnpeneneHue aHeyINOUIHEX abeppauni ayTo-
cOMHBIX XpoMocom 13, 18, 21, a Tamke NonoBEIX
XPOMOCOM HMeeT DoNbLI0E SHAYEHHE B CBATH C TEM,
YTO JAHHEIE HAPYIIIEHHA 3aHHMAIOT [IPEBAHpYIOLIES
MECTO CpeaH XpoMocoMHOH natonordd. Tlpuyem c
BO3PACTOM MALMEHTOR PHCK POKIeHHE y HuX peben-
Ka ¢ XpoMocoMHo#H aHoManHel pospacTaeT. B cea-
34 ¢ 3THM IO BOZPACTHRIM NOKAZATENAM HEHUHTIE]
OruTH pa30uTh HA MeTwIpe rpynisl (PucyHok-1):
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1. Jo 30 ner

2,01 30 no 35

3. 01 35 no 40

4. Crapure 40 net

M3 pucyHka BMIHO, YTO 110 BO3PACTHRIM M0Ka-
3arensam vy Hac npeobialany KeHIHHE CTAPLErD
BO3PAcTHOrO Auanazona. OraromaiommM haktopoM
ARIHETCA BO3PACT NaluMeHToK cTapie 35 net. Jona
TAKHX }KﬁHu.lH!-I.fUﬁpaTHBHLHXCﬂ K MCTOLY
DKO+HIT, coctasnna 54 %, W3 HUX nouTH 55 % -
3TO KeHIHHE cTapwe 40 net.

bepemMeHHOCTH, HACTYTIHBLIHE B pe3yaLTaTe ae-
qeHHMA OECniIoiHA MeTOJaMH BCIIOMOTATENBHEIX
pelpoaykTHBHEIX TexHonoruii (BPT), orHocATea K
[PYINE BRICOKOTO PHCKA MO HEBBIHALTHEAHHIO,

(bwas yacTora pernpolyKTHEHBIX NOTCPE H3-
34 CAMOTIPOH3IBONIEHEIX A00PTOR B PA3NHUYHBIX ¢PO-
KAX ¥ Hepa3BHBAIOIIMNCH DepeMeHHOCTeH qocTHraeT
30—35%. [Tosromy, HE3aBHCHMO OT BOZPACTHBIX
nokasateneil, MeHIIHHLL ObUIH PasrpyInHpOBAHEL
elle ¥ [0 PENpoIyKTHEHOMY aHamHe3y (PucyHOk-
2). Kak noxa3aHo Ha pHCYHKe-2, V JKCHIIHH, TPoXo-
ausuex nporpassy [0, e SonsiuuueTee cnyya-
ep nabmoganock ETopHuHoe Gecrimoawe. [osTomy,
OIHHM H3 CIIOMHBIX B Tpedyiommx ocoforo BHHUMa-
HHH ACMEKTOR MPH NedYelHH JKeHIHH ¢ npobieMoi
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Puc. 2. PenpoaykTuenef anasies

becnnomma Metogamu BPT seimseTcs MakcHMare-
HOE CHW/KEHHE HacTOTE! HEBRIHAIIHBAHHUA GepeMeH-
HOCTH H NEPHHATATEHEIX TIOTEPE, KOTOPbLIE HECKOIb-
KO NMPEBOCXONAT AHANOTHHHEIE TIOKAZATENH [IpH Oe-
PEMEHHOCTH, HACTYNHEBINGH B pe3ynwTare ecre-
CTEBCHHOID OTUTOAOTBOPEHHA. B NpoBCACHHEIX HCCME-
JIOBAHHAY OBUTH BEIARICHE] CHeIyIoUHe THIIE aHe-
YIAOKIHEX abeppauuii: No ayTOCOMHEIM XPOMOCO-
MaM - MOHOCOMHH, TpHcoMHH (CHuapoMel |laTay,
Onrapaca u JlayHa), TETPACOMMH, IIEHTACOMHH, 110
NONOELIM XpoMmocomaM - cuuapomsl Llepriiescko-
ro-Tepuepa, Knafindensrepa, a Takixe TPHCOMHH H
NOITHCOMHH 110 X- xpoMocome. KpoMe Toro, B Jievx
cayvanx OBINH HAHACHBL MOIAHYHBIC (HEMONHBIE)
(ropMB1 aneynIoHIHBIX ab0epatmii.

bonee nogpofnas kapTHHa YacTOThl BLIABISH-
HBIX AHEYILIOHIHEIX abeppalivii B 3aBHCHMOCTH OT
BO3pACTA AEHIIHH MoKa3aHa Ha pHeyHke-3, M3 an-
arpaMmbl CHEIYET, 4TO ¢ YBCAHYCHHEM BO3pacTa
JKEHIUMH B BHJIE MOMCAHTENBHOH KOPPENnaLMH Hapa-
CTACT YacTOTa HCPACXOKIEHHH XPOMOCOM B Npo-
Lecce raMeToreHesa, 4To COOTBETCTEYET MHPOREIM
JIAHHEIM.

Crnenver ofpariTh BHAMaHHE Ha TOT (aKT, 4To
YACTOTA AHEYTINOMIHEY afeppanuil B rpynnax seH-
IIHH ¢ OTATOLICHHEIM PENPOAYKTHEHEIM aHAMHEIOM
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Puc. 4, HactoTa aneyinoMaisx adeppanuii 8 rpynnax sei-
UMH ¢ OTATGUIEHHBIM PENPOLYKTHEHEIM BHAMHCIOM
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Toke OEIIA HA JIOCTATOYHO BBICOKOM YPOBHE C Mak-
cHMyMoM 27,6 % B rpyiime meHIHH, B aHaMHe3e
KOTOPERX OBUTH CIYHaH CaMOMPOH3BOIEHOID BRIKH-
neia (Pueynox-4),

Ml cuMTaeM, 4TO 3ITO MOMET OLITE CBA3AHO C
IHAOTEHHEIMH QaKTOPAMH OPTaHHIMA, T.e. C KAPHO-
THIIOM FKEHIHH MM WX CYNPYroB, 3TO YKaiblBaeT
Ha HﬁUEXﬂﬂHMDC‘Tb MNPOBCACHHA ITHTOTEHETHYCCKO-
ro HCCIeN0BAHHA MHMOUHTOR MepH(pepHHecKo
KpoBu 0DOHM cynipyraM nporpammel JKOHTIT,

B xone pecnenosaHus OBUIH MOTYUEHEL CleLy-
HOIIHE HTOrOBBIC Pe3VIETATHIC

* 7] cynpyxkeckux nap obcnenosano B 74 Luk-
nax JKO

e 392 amGproHaM npouseezieHa GHoncuHa Oa-
cTOMepa

®  43% 3MOpHOHOB HOPMANEHEI 110 HCCAETYe-
MBIM XPOMOCOMAM

s 3B% anoManbHEl N0 HCCHEIYEMBIM XPOMO-
COMaM

* 9% OeavH(popMATHBEHAA JHATHOCTHKA
® yacToTa HacTyIvIeHHA GepeMennocTei 20,5 %

BBIBO/BI

*  Amuamuz pesyneraros [1I]] ¢ npuMenennem
JHE-z0nm0R MoKazan, 4T JaHHAY QHACHOCTHEA
MOMET SBIATHCA XOPOWIHM NpodHNaKTHYSCKHM
MEpOTpHATHEM B pamkax nporpamssl BPT ¢ ue-
NIEHD CHHGKEHHSA PEIPOIYKTHRHEIX [OTEPE.

. ]'[F,H AEeT BOIMOMHOCTE CHHIHTE [MOKa3a-
TEIIH HeBBIHAIUHEAHUSA DepeMeHHOCTH ¥ CYNpYIKec-
KX Map ¢ OTATOIEHHBIM PeNpoAyKTHEHEIM aHaM-
HE30M H ¥ JKEeHLIMH CTApLIEro penpoiyKTHBHOID
BO3pacta

* B cwiry Toro, 4To 110 JHTEPATYPHLIM H Ha-
wHM JaHHeIM, [11]] jaeT BOIMOMHOCTE BEIABICHHA
XPOMOCOMHBIX anoMadil B 97-98%, sKeninHaM, ¥y
KOTOPBIX HACTYN#Ia DepeMeHHOCTE B pelyisTare
3KO ¢ npumensunem [T , veolxonumo Tak ke
NpoBefeHHE NPeHaTanEHOi MTHArHOCTHKH MNoja.
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Pesrome

KasakcTanma eH anFallke] PeT MMIUTAHTALAF Jeifinr
reHeTHEANME AnarHoctHra (M) anicin rexipubere
CHAIpYOIH BaphCchIHIA ANBIHFAH JEPTTEY HaTHRelepi
KENTipiATeH, 3epTTeyre anelHFaH TOOTA OEHENSH THIC YPRIK-
Tanappy (OTY) GarnapiaMaceiHad eTin matad 71 sien
Gonran. M FISH (Fluorescence in situ hybridization)
anicinin xemeriMed xyprizingi. FISH-anarnocTHKaHbB
HYprisy DApBICHHAA AHBKTANFAH aHEVIIOHIHANAPIEH
#Miniri men wefGip QHIHONOrHANLE, (haxTopnap apacsiHLa
Teyenmitik Gap exeniri Genrini Gome, 3eprrevaiH HaTIDKeNep
GO BIHIE AHEYTIOMATHIE, a6epPAlHANAD MeH Biien Xachkl apa-
ChIHAA DafNBIHACTEIH BOJMATHHOLIFE], COHLIMEH KaTap ojiap-
JRIH, RHINiriHe ayelp penpolyKTHBTIK anaMHe3niH acep
eTETIHAIN AHBKTANIR. Y IKeH PeNPOIYKTHETIK MACTAFR HaHe
AVBIP PENPONYKTHBTIK anamyesl Gap ofiennepne JTY Gas-
JADTAMACHHEIN AACKIHAAR DENPONLYKTHETIK WHFLHIADIb
azaiity makcareinua FISH anicin xonmanyase Taisminiri Ty-
PTEL KOPSITEIHAE AaCATRIFUIL.

Summary

In article were presented researches data received as aresult
of intreduction for the first time in Kazakhstan of the method
of the preimplantation genetic diagnostics (PGD). In group
investigated there were 71 women, passing the program in vitro
fertilization (IVF). PGD has been presented by method FISH
{Fluorescence in situ hybridization). During cartying out FISH-
diagnostics has been established dependence of frequency
occurrence aneuploidies from some physiological factors.
Following the results of research has been revealed
communication between age of the woman and aneuploidy
aberrations, and also influence of the burdened reproductive
afamnesis on their frequency. The conclusion is drawn on
expediency of application of FISH-diagnostics for decrease in
reproductive losscs in program IVF, at women of the senior
reproductive age and women with miscarriage pregnancy.
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