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MPEMMIUVTAHTAIIMOHHBIVI TEHETUYECKUN
CKPIHMHI B IMK/ITAX 9KO/9KO-UKCU

B.H. Toxwun, B.B. Taovizuna, B.B. Yucmsaxos, A.E. Yucmsaxoea

anIBop,VITCﬂ aHaNn3 pe3ynbraToB I'IDEI/IMI'IJ'IaHTaLlI/IOHHOVI ONarHOCTUKN 3M6pVIOHOB B Mporpammax Bcrnomora-
TeNbHbIX PENPOAYKTUBHbIX TEXHONOTUIA, npoBefeHHbIX C Havana 2009 roga no HacToALee BpemMA B na6opaT0p|/||/1
KITMHNYECKOWN reHeTUKMN |/|HCTVITyTa peI'IpOﬂyKTI/IBHOIZ MeanunHbl.

Knroueseole crosa: I'IpeVIMI'IJ'IaHTaLl,VIOHHbIVI reHeTUYeCcKnin CKPUHWHT.

CoBpeMeHHBIE OCTIDKEHUST B 00JIaCTH perpo-
JYKTUBHOM MEIUIMHBI JAl0T IIAHC Ha HACTYyILIe-
HIe OEPEMEHHOCTH M POXKJICHHE peOeHKa y CymIpy-
JKECKHX TIap, CTPAJAIOMNX PaslIuIHBIMU (GopMaMu
oecrmoaus. Hepeako mpuunHOM Oecruiofust siBisi-
IOTCSl TeHeTHYeCcKue HapyeHus. [Ipyu npuMeHeHnu
IIpOrpaMM  BCIIOMOTaTEJIbHBIX PEHpPOAYKTHUBHBIX
texHonoruit (BPT) y manHOW rpymnmbel namueH-
TOB BO3HMKAET PUCK IMEpelayd XPOMOCOMHBIX HJIU
TeHHBIX TaTOJIOTHH OyJyIeMy MOTOMCTBY. XPOMO-
COMHBIC HapyIIEHUS 3aHUMAIOT OOJIBIION MPOLEHT
Cpeay NPUYMH HEBBIHAILIMBAHUS WHAYLHUPOBAHHOM
OepeMeHHOCTH. B HacTosiee BpeMs JOKa3aHo, 9TO
4acToTa MOPOKOB Pa3BUTHS Yy JAETEH, PONUBIIMXCS
B pesyabrare nporpammbl MKCH Beie, yem B mo-
nynsaudyd. MHoOrue JuTeparypHble HCTOYHUKH yKa-
3bIBAIOT HA B3aMMOCBS3b MEXJY MaToCIepMueit
U TOBBILIEHHBIM YPOBHEM aHEYIUIOMAHUH B sfApax
CIEpMaTO30U 0B, YTO MOXKET NPUBOAUTH K pa3BU-
TUIO aHEYIUIOUIHBIX AMOpuoHOB [1-5]. JlaHHBII
(dakT memaeT HEOOXOAMMOW ONTHUMH3AIUIO IIPO-
rpammbl IKO-MKCHU ¢ pa3paboTkoii  mpuMeHEHH-
€M HOBBIX mpodunakTudeckux mep [6, 7]. C mpu-
MeHeHneM MetofoB BPT crtano BO3MOXHBIM Ha-
CTyIUICHHE OEPEeMEHHOCTH y MAalMCHTOK CTapIIero
penpoayKTUBHOTO Bo3pacTa. Ho cienyer oTMeTuTh,

YTO CYLIECTBYET IpsAMas 3aBUCUMOCTb XPOMOCOM-
HBIX MMaTOJIOTUH TIII0J]a OT BO3pacTta marepu [8].

[To nannbpiM Bart ¢ coaBT. 1o pesysibraraM He-
ckonbknx OKO-TIeHTpOB MPOIEHT HWMIUIAHTAINA
B BO3pacTHOM rpynne ot 35 10 42 j1eT yMeHbIIaeT-
cs Ha 30-50 % 1o cpaBHEHUIO C TPYIION MalKeH-
TOB 25-34 neT. ABTOpBI CBSI3BIBAIOT JAHHBIN (haKT
C BO3pacCTaHHWEM YPOBHS aHEYIUIOWIUH B 3MOpHO-
Hax BO3PACTHBIX KEHIIUH U OKUIAIOT yBEITUUYECHUE
HMMIUIAaHTalUK B JaHHOM IpyIle MMalUeHTOB I0Cie
IPUMEHEHMs NIPEUMIIIAHTAMOHHON FE€HETUYECKOH
JquarHoctuku [9]. B cBsi3u ¢ 3TUM Bce Oosbliiee 3Ha-
YeHHE TPHOOPETaeT NPOBENCHHUE MPESHUMIIAHTAIIH-
OHHOW INeHETHMYECKOM TUArHOCTUKH B Mporpammax
BPT. B 2008 1. Ha 6a3e maboparopun KIMHHYECKON
reHeTuku VHCTUTYTa penpogyKTUBHOM MeIUIMHbI
ObUTa BHEApEHa MPEUMIUIAHTAllMOHHAS TEeHEeTHYe-
ckast quaraocruka (I1I]1) meromom FISH (Fluores-
cence In Situ Hybridization).

Ienbro HACTOSIIETO NCCIIEJOBAHNUS SIBUJICS aHA-
JM3 Pe3yNbTaTOB MPEUMIUIAaHTALMOHHON JHarHo-
CTHKH YMOPHOHOB B IIPOTrpaMMax BCIIOMOTAaTEIIBHBIX
PENpOAYKTUBHBIX TEXHOJIOTHH, MPOBEICHHBIX C Ha-
gana 2009 1. o HacTosiiee BpeMs B J1TaOOpaTopuu
KJIMHUYECKON TeHeTHKHM VHCTUTyTa penpogyKTUB-
HOM MEJIUIUHBI.
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Yacrora BCTpPCHACMOCTHU aHeyHJ'IOI/I,Z[I/Iﬁ B 3M6pI/IOHaX

Korn-Bo sM6proHOB
ITatonorus Hacrora erpeuac- | JTAaHHOI! TTaTonoruen
MOCTH B HOIYJISILIAU

a0c. %
Momnocomus o X xpomocome (cuaapom [llepemesckoro—Teprepa) 0,1-0,4/1000 5 17
Hucomus o XVXpOMOCOMC IIPU MY>KCKOM KapUOTHUIIE 1.2/1000 5 17
(curnpom Knaitndensrepa)
Tpucomust mo X xpomocome 0,65/1000 3 10,3
Hucomus mo Y xpomocome 1,5/1000 2 6,8
Tpucomus no 13 xpomocome (cunapom Ilaray) 1/6000-13000 1 3,4
Tpucomus no 18 xpomocome (cuHapoM DnBapca) 1/7000 1 3,4
Tpucomus mo 21 xpomocome (cuHapom Jlayna) 1/800—-1000 1 34
MoHOCOMHS TT0 BCEM HCCIIEIOBAHHBIM XPOMOCOMaM - 7 24
Tpucomust 1o BceM HcCIeJOBaHHBIM XPOMOCOMaM - 1 34
Tpucommust mo 18 u 21 xp. + aucomus o Y - 1 34
Monocomus o 21 xpomocome - 2 6,8

Marepuagnsl u MeToabl. [IpenmiuiaHTaluoH-
Has TCHETHUYECKas IUArHOCTHKAa ObLIa MpOBeEIe-
Ha B 20 muxmnax 9KO 3a mepuon ¢ stHBapst 1Mo OK-
0pp 2009 1. [ng KynbTHBHpOBaHUS SMOPHOHOB
HCTOJIb30Ba cpenbl EmbryoAssist u BlastAssist
(Medicult). Marepuanom s MCCIENOBaHUS CITy-
KUK sapa OimactoMmepoB. buorcuio ocymiecTsis-
JIM Ha TPEThU CYTKU Pa3BHUTHS SMOPHOHOB in Vitro.
[IpurogHbIMH A1 WUCCIICAOBAHUS CUUTAIUCH OM-
OpHOHBI BBICOKOTO MOP(]OIOTHYECKOTO0 KauecTsa,
cocrosye u3 6—10 6aactoMepos, ¢ hparMeHTaIH-
et He 6outee 25 %. buorcuio NpoBOAMIN Ha MUKPO-
manunynsatope NARISHIGE c¢ ucnosnb3oBanuem
mukporuneTok ¢upmel HUMAGEN. 3a6op Ginac-
TOMEPOB OCYIIECTBIISIIIN TOCIIE MPOBEACHUS JIBOM-
HOTO0 MEXaHMYECKOTO XETUMHTA.

[ToaroToBKYy W (QUKCAIMIO sSaep POBOIIIH
M0 METOJMKE, PEKOMEHJIOBAaHHOHN CIIeIHaINCTaMH
Kaplan Medical Center (U3pawnmns). s duryopec-
[IECHTHON THOpHUIM3aI| in Situ MCIOIB30BAU PeaK-
TUBBI (UpMBI Vysis. MccraenoBanns mpoBOIUIN MO
At xpomocomam (13, 18, 21, X, Y). Uuarepnpe-
TAIMI0 THOPHIM3AIMOHHBIX CHTHAJOB IPOBOIMIN
10 KPUTEPHUSIM, TIpeIo’KeHHBIM Munne et al., 1998,
Ha mukpockorre OLYMPUS BX 61 ¢ ¢uryopecuent-
HBIM HCTOYHUKOM MHUTAHUS C TIPOTPAMMHBIM 00ec-
neuenneM Applied Imaging.

PesyabTarel M uX 06cyxnenue. 113 20 mpo-
BeneHHBIX IMKIOB DKO-III/] B 16 mcmomb30Baim
COOCTBEHHBIC OOIHUTHI U B 4 — TOHOPCKHE KIICTKH.
Cpennuii Bo3pacT keHUMH coctasui 32,9 u 26,5
neT cooTBeTcTBeHHO. Ha Tpethu cyTku 42,6 % M-
OpHMOHOB OBUTH MPUTOAHKI K Ouornicuu. Beero Ob110
HCCIIEZIOBAHO 58 SMOPHOHOB, 4TO cocTaBmio 32,5 %

oT obuiero yucna u 76,3 % ot 4uciaa mpoOUOIICH-
pOBaHHBIX. [ €eHEeTHUECKUIl CKPUHUHT aHEYILUIOUANI
mokasai, 4ro 29 smOpuoHoB (50 %) mMenn HOp-
MaJbHBI HAa0Op TO HCCIEAYyEeMBbIM XPOMOCOMAaM,
u B 29 smOpuonax (50 %) ObLIH BBISBICHBI pa3iny-
HbIE XpOMOCOMHBIE HapylIeHus. Yacrtora BcTpeyae-
MOCTH aHEYIUIOMINH B HCCICIOBAaHHBIX AMOpPHO-
HaX, PeCTaBICHa B TAOIHIIE.

Ha mnsareie cytku w3 29 HOpMajbHBIX 3MO-
pHOHOB 17 OBUTH MEpEHECEHBI B IIOJIOCTH MATKH
1 6 KPHOKOHCEPBUPOBAHBI HAa CTA/IUU OTACTOLUCTHI.
[IpoueHt co3peBanus OiacTouucT coctaBua 79 %
OT YHCIIa HOPMAJIBHBIX HCCIEIOBAaHHBIX AMOpPHO-
HOoB. OcTaHOBKA Pa3BUTH HaOMOHaIach y 6 sMOpH-
oHOB (21 %). B rpymnmne ¢ BbIABICHHOI NaToIOrHel
Ha TATBHIC CYTKH 16 u3 29 3MOpPHOHOB MMENH CTa-
JIMIO Pa3BUTHS, COOTBETCTBYIOUIYIO HOPME, YTO CO-
ctaBuio 55 % u 13 5MOpHOHOB C XPOMOCOMHBIMU
HapYIICHUSIMH OCTAHOBHJINCH B pa3BuTHU (45 %).
Janublil (akT CBUAETEIBCTBYET O TOM, YTO BBICO-
Kasg MopdoJoruueckas oleHKa SMOpUOHA He SBIS-
€TCs TI0KA3aTeIeM €Tr0 TeHETUYECKOTO ‘‘3I0pOBBS” .
Knunnueckuii cityuaii, OMCaHHBINA HUKE, SABISACTCS
MOJTBEPKIECHUEM CKa3aHHOTO.

B anamHe3se y cynpyxeckoi napel IpepbIBaHUE
OepeMeHHOCTH Ha cpoke 22—24 He/leNnu 10 MEeTUITHH-
CKUM TOKa3aHusM (kapuotun ruiofga 47XX +mar).
Bospact cynpyru — 22 r., Bo3pact cynpyra — 52 T.
[Ipoeenena mporpamma OKO-III'ZI, B pe3ynbrare
KOTOpO# mosyueHo 32 oouuta, 23 ¢ HOpMaJbHBIM
orurofoTBopeHreM. Ha Tperen cyTkm mpoOuoricu-
POBaHO JIEBSITh SMOPHOHOB BBICOKOTO Ka4yecTBa, 110
CEeMH U3 KOTOPBIX MOIy4YeH pe3yJbrar MperMILIaH-
TAlMOHHOM T€HEeTUYeCKOW TuarHoctuku. Ha nepsom
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Meouyuna

9Tare MCCIICAOBAHUS OOHAPY)KEHBI TPU 3MOpPHOHA
¢ HopMalibHBIM HabopoM X, Y u 18 xpomocom. Tloc-
Jie peruOpuaAn3anny U HaHeCeHUs (HTyopecleHTHON
mpoOs! Ha 13 1 21 XpOMOCOMBI, B JIBYX U3 TPEX M-
OpuOHOB OOHApYy)KEHbI TPUCOMMU IO JaHHBIM XPO-
MocomaM. Ha msrteie cyTkun 006a IMOpHOHA C BBISIB-
JICHHOW aHEYTIJIOUINEH TOCTUTITN CTaUHU O1aCTOIHC-
Thl ¥ UMENH BBICOKYI0 MOP(OJIOrHYECKYIO OLICHKY.
[To pesymbpraram I1IJ] ObIT OCYIIECTBIICH MEPEHOC
OJTHOTO MCCIIE0BAHHOTO YMOPHOHA.

B pesynbrare npoBeneHHbix 20 nukios 9KO-
I, 13 u3 HUX 3aKOHYMIINCH TIEPEHOCOM HCCIIe-
JIOBAaHHBIX SMOpPHOHOB (B cpenHeM Ha UK 1-2
sMOpuoHa). Emie B AByX HUKIaX MOMUMO MEpPEeHoca
ObLIa MPOM3BEICHA KPUOKOHCEPBAIHS OJaCTOIHNCT.
B derbipex mporpamMmax smOpuonepeHoc ObUT OT-
MEHEH M0 MPUYMHE OTCYTCTBUS SMOPHUOHOB C HOP-
MaJBHBIM HA0OpOM HCCIEIOBAHHBIX XPOMOCOM.
B nannyo rpynily BOILIM NALMEHTHI cTapiue 38 JIeT,
a TaKKe CYIpyXeckas mapa ¢ Tskelo (opmoii
MYKCKOTO Oecrumofns. AHaiIu3 JAaHHBIX MPOTPaMM
MOJTBEPIKIIAET JTUTEpaTypHbIC JaHHBIC O BIUSHUH
BO3pacTHOro (akTopa W cOYeTaHHBIX (popmax ma-
TOCIIEPMHH Ha yPOBEHb aHEYIIOUANI B IMOpHOHAX
(5-6). B nByX nMKiIax coCTosIICS MEPEHOC HEUCCIIe-
JIOBaHHBIX MOpPHOHOB. bepeMeHHOCTh HacTymuia
y YeThIpeX KCHIUH. DPPEKTHBHOCTH MPOTPAMMBI
coctaBuia 26,7 % Ha nepenoc. B Hacrosamuii Mo-
MEHT YCIEIIHO PAa3BUBAIOTCA 4YeTbIpe OepeMeH-
Hoctu. Pesynbrar III'JI moaTBepkneH IaHHBIMA
VIABTPa3BYKOBOTO HCCIIENOBAHUA M TpEHATaIbHON
JIUarHocTUku. IlepBbie poabl OKUAAIOTCA B MEPBOI
nekase Hostopst 2009 rona.

BriBoabl

1. Anamu3 pesyneraros [1I]] mo3BonsieT cienarb
BBIBOJI O TOM, YTO OMOIICHUSI O1acTOMepa, BHIOIHEH-
Hasi Ha SMOPHOHE BBICOKOTO Ka4yecTBa, HE BIIHMSACT Ha
€ro JaipHeilIee pa3BUTHE, YTO MOATBEPKICHO BbI-
COKHMM BBIXOZOM OJIACTOLIUCT I10CJIE OUOIICHH.

2. IlpoBeeHHbIE HCCIENOBAHUSA C IPUMEHEHU-
eM [T moka3bIBatOT BHICOKHI MIPOLEHT (POPMHPO-
BaHUs OJaCTOIHCT U3 SMOPHOHOB C aHEYIUIOWINCH,
YTO yKa3blBaeT HA OTCYTCTBUE KOPPEISIIMUA MEXK-
Iy MOP(OJIOTHYECKON M T€HEeTHYECKOM OLIEHKaMHU
SMOpHOHA.

3. B rpymnmne nanueHToB CTapILEro pernponyk-
TUBHOTO BO3pacTa, a TaKXKe y CYNPYKECKHX Map
¢ MyXCKHM (akTopoM Oecriofuss HaOTHOmAcTCs
BBICOKHH TPOIICHT aHEYIJIOWIHBIX IMOPHOHOB.

[IpoBeneHHOE HAMU MCCIIEOBaHUE O€3yCIIOB-
HO MOJTBEPAUIIO BaXKHOCTh HIMPOKOTO MPUMEHEHUS
MIPEUMIUTAHTAIIIOHHON TUArHOCTUKH TIPU TIPOBEIe-

Huy nporpamMMm BPT B rpynmne pucka XpoMoCOMHOM
[IAaTOJIOTUM M IIPU IPEALIECTBYIONIMX HEyJayHbIX
nporpamMmmax BPT.
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