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PE3IOME AkmyaneHocmes. HapylueHne paHHero sM6puoHanbHOro pasBuTuA B NopasBnsioliemM GonblINHCTBE Cly4yaeB
onpepensaeTca reHeTN4Yeckoll HeMmoNHOLEHHOCTbIO SM6proHa/nnoaa. NpenmnnaHTaMOHHaA reHeTUYecKas ANAarHoCcTKa
(NrAa) sm6pmnoHos meroaom aCGH - cpaBHUTENbHO reHOMHOI rM6pUAN3aLMM Ha YuNax B NporpamMmme 3KCTpakopnopasib-
Horo onnogoTBopeHus (9KO) - aBnAeTcA BbICOKOMHGOPMATUBHLIM METOAOM ANArHOCTUKN, NO3BONAIOLWMM ONpeaensaTb
uYnCNeHHble N CTPYKTYPHbIe (Aeneuun n gynankauum) aHomanum Xxpomocom sm6puoHa.

Ljens - oueHUTb YacTOTY U CNEKTP XPOMOCOMHbIX aHOManuii SMGPUOHOB, NONy4YeHHbIX B nporpamme 3KO.

Mamepuan u memodsi. Metogom aCGH 6bino BbinonHeHo nccneposaHue 70 o6pasyoB Tpodpos3KToAEpMbl SMOPNOHOB, NO-
NyYeHHbIX OT 25 cynpyxeckux nap B nporpamme JKO.

Pesynemamel. 3 o6pa3uyoB TpodosKTOAEepMbl, NONYYEHHbIX OT 70 3MOGPUOHOB, HOPMarbHbIli KapuoTUN BbisIBNEH
y 24 (34,3%); uncneHHble n/unmn CTPYKTypHble aHOManun KapnoTuna guarHocTupoBaHbl y 46 (65,7%). CneKTp BbiABAEH-
HbIX aHOManui 6bin CleayLWMM: TaK Ha3biBaeMblli XaOTUYHbIN KapnoTUM, NPy KOTOPOM UMEIOT MeCTO MHOXKeCTBEeHHble
YuncneHHble N CTPYKTYPHbIE XPOMOCOMHbIe aHoOManuum, — B 11,2% cny4yaes, TpMcomMmun no ogHou nape xpomocom - B 12,9%,
MOHOCOMUM NO ofHOI nape — B 8,6%; coueTaHHble YNCIeHHble aHOMannn No ayrocomam (ogHOBpemMeHHoe NpucyTcTrene
TPY- 1 MOHOCOMUI MO ABYM N TPeM napam Xpomocom) - B 14,3%; uncneHHbie aHOMananu Mo NosMoBbIM XPOMOCOMaMm —
B 8,6%; aeneuvn n aynnukaum - 8 17,2%.

Mpu nccnegoBaHn SM6PUOHOB, MNONYYEHHDbIX OT CYNPYroB C HOPMaJibHbIM KapuoTunom (23 us 25 o6cnefoBaHHbIX Nap)
B 62,7% cny4yaeB AMarHOCTMPOBaH Hec6aNaHCMPOBAHHbIV aHOMaIbHbIN KapuoTun.

3aknoyeHue. ﬂonyquHble pe3ynbTaTbl NO3BONAIOT peKoOMeHAOoBaTb NpoBeAeHne nra 3M6p|/|oua He TOJIbKO B CjlyYae Ha-
NNYNA XpPOMOCOMHbIX a6eppa|.w||'/'| Yy caMux cynpyros, HO 1 BO BceX cjly4yaaX ncnojib3oBaHNA BCnomMmorate/ibHbIX penpoayk-
TUBHbIX TEXHONOINMA.

KnioueBble cnoBa: 6epemMeHHOCTb, 3MOPVOH, NpenMnIaHTaLlMOHHAA ANArHOCTUKA, FeHeTUYecKne aHomanuu.

HapyweHue penpopyKTMBHON GYHKLMM CYNnpy»KeCcKom
napsbl (becnnoawve, HeBblHaLWMBaHUE 6epeMeHHOCTH, Ha-
nuurie BPOXKAEHHbIX MOPOKOB Pa3BMTUA y Nnoga) ABnA-
€TCA upe3BblYaHO reTeporeHHbIM NOMSTUONOMNYHbBIM
COCTOAIHMEM, MOCKOJIbKY 00yCNOBNIEHO MHOXECTBOM Ha-
CNeACTBEHHbIX U CpeaoBbIx pakTopos [4]. PaccTpolicTBo
bepTUnbHOCTM B pafe clyyaeB onpegenseTca natosno-

rvei penpoayKTUBHOM CUCTEMBI XKEHLLMHBI UK MY>KUM-
Hbl 160 060VX CYNPYroB, B pAAe CllyYaeB — reHeTude-
CKON HenosHOLeHHOCTbI0 3MOproHa/nnoga. V3sectHa
cnepyoLasn 3aKOHOMEPHOCTb: YeM paHblle HapyLaeTcs
TeueHne 6epemMeHHOCTU, TeM Bbille BEePOATHOCTb Hanu-
uma aucbanaHca HaceACTBEHHOro MaTepuana pasBu-
BatoLerocs opraHusma. OCTaHOBKa BHYTPUYTPOBHOro
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pasBUTUA W SNUMUHALKA FeHETUYECKU aHOMAsIbHOro
NMOTOMCTBa ABNAETCA OTPaXKeHVeM AeNCTBMA CTabunu-
3UpYIOLLEro eCTeCTBEHHOro 0T60pa, HamnpaBIEHHOrO Ha
NoAfepKaHne reHeTUYeCcKoro 300poBbaA Buaa [51.

3apoxaeHrie sSMOproHa C XPOMOCOMHbIM AncHanaHCcom
MOKEeT OblTb BbI3BAaHO Hanuuvem cHanaHCMPOBAHHbIX
CTPYKTYPHbIX XPOMOCOMHBbIX NEPECTPOEK Yy poanTeNeN,
MPU KOTOPbIX 3aKOHOMEPHO HapyLIAeTCA XOf raMeTo-
reHesa, GOpMMpPYIOTCA aHOMalbHbIe FameTbl, yyactue
KOTOpPbIX B MpoLiecce onnofoTBOPEHUs 1 onpegenser
HanMume reHeTUYeCckon NaTonorum y 3apoauBLLIErocs
opraHusma. OfHaKo NpakTMKa MeiKOo-reHeTUYeCKoro
KOHCYNIbTMPOBaHUA MOKa3blBAET, UTO B CYMpPYXeCKuX
napax C HapyLeHHOW PpenpoayKTUBHOW QyHKUMNEN
(HP®) Hannure XpOMOCOMHBbIX abeppaLinil y oHOro 13
cynpyros onpegenseTca He 6onee yem B 5-7% cemen
[4]. B nopaBnstowem 60NbLLINHCTBE CNyyaeB y Cynpyros
C HapyLlLeHHbIM AeTOPOXAEHUEM MPU LUTOreHeTnYe-
CKOM 0o6cnefoBaHNM AUArHOCTUPYETCA HOPMASbHbIN
KaproTun, cnefoBaTefibHO, XPOMOCOMHbIN AncbanaHc
3MOpMOHa CBA3aH CO C/yYaWHbIMU F€HOMHBIMU WAN
XPOMOCOMHbIMW MyTaUMUAMM, BO3HUKAKLWMMU B XOne
rameToreHesa y pogutenei. Kak n3sectHo, OCHOBHbIM
$aKTOPOM pUCKA BO3HMKHOBEHUA MOJOOHbLIX reHepa-
TMBHbIX MyTauuln ABNAETCA BO3pacT poauTenen, XoTa
Heslb3A MCKNoYaTb HEraTMBHOIO BAUSIHWA Ha XOf ra-
meToreHesa apyrux ¢pakTopos (Hanuuve BocnanmTesnb-
HOro npoLecca, NCNosib30BaHMe onpeaeneHHbIX rpynn
NeKapCTBEHHbIX MPEenapaTtoB, a TakXe MpuUcCyTcTBue
B reHOTUMax CYMpyroB HeratuBHbIX NONMMOpPGU3MOB
Mo psAgy rpynn reHoB, B YaCTHOCTU GpONaTHOro LMKna)
[4, 91.

B HacTosALwee Bpema npu neyeHumn becnnogmsa cynpye-
CKUX Map WMPOKO UCMOMb3YTCA BCNOMOraTesbHble pe-
npoayKTnBHble TexHonorum (BPT), koTopble npeanonara-
l0T MOJyYeHue, KylIbTUBUPOBaHVe SMOPUMOHOB 1 NepeHoC
UX B NONOCTb MaTKK. KauectBo sMOPrOHOB OLeHNBaeTCA
BpPayYoM-3MO6pUonorom no Mopdonornyecknm Kputepm-
Aam (popma 1 ckopocTb ApobneHns 6nacToMepoB, Hanu-
yre Bakyonusaumm n dparmeHTaumm ymtonnasmbl). Og-
HaKo B nuTepaType ecTb AaHHble, CBUAETENbCTBYOLWME O
BbICOKOW 4acToTe XPOMOCOMHbIX aHOManuii y mopdono-
rMYecKkn XopoLumx smMOproHoB [6, 7]. To ecTb K MOMEHTY
nepeHoca 3M6pPUOHa B NONOCTb MaTKM He BCe reHeTnYe-
CKWe aHOManMu yCrneBaloT peanu3oBaTbcd, a NpoABsa-
loTcA Ha 6onee NO3QHUX CTagUAX BHYTPUYTPOOHOro pas-
BUTUA, onpeaenas 3ameplime 6epemMeHHOCTH, Hanuume
BPOKAEHHbIX MOPOKOB Pa3BUTWA MNOAA, MEPTBOPOXKAE-
HVe N poxpaeHne pebeHka C XPOMOCOMHOW MaTosormen.
Takmm obpasom, npu Mcnonb3oBaHMK nporpamm BPT
OOHOWM W3 aKTyalnbHbIX CTaHOBUTCA npobnema AunarHo-
CTVIKN FeHEeTMYeCKOWN MOSIHOLEHHOCTN 3MOPUOHa, npes-
LIeCTBYIOLLEN NEPEHOCY ero B NONOCTb MaTKM, MOCKONbKY
3TOT baKT ABNAETCA OAHMM M3 OCHOBOMOMAralLWmx ana
HacTynneHus 1 TedyeHns 6epemMeHHOCTM 0 3aBepLUeHsA
ee poxeHnem 30poBOro NOTOMCTBa.

Mr4 — guarHocTukKa reHeTUYecknx 3aboneBaHuii y M-
6prioHa uenoBeKa nepep UMNIAHTaUMEN B CIM3UCTYIO
060/104Ky MaTKK, TO ecTb [0 Hauyana 6epeMeHHOCTU.
O6bluHO AnA aHanM3a npoBoOAMTCA GUOMNCUA OJHOrO
6rnactomepa y 3MOprOHa, HAXOASLWErocA Ha CTaguu
apobneHna (4-10 6nactomepos). MNpu mMaTepUHCKOM
HOCUTENbCTBE HAC/NEACTBEHHOW MATONOMMU BO3MOMX-
Ha 6uoncua 1-ro 1 2-ro NONAPHbLIX Tenew ANLEKNeTKN
[0 onsoaoTBopeHua. B nocnegHme rogbl Havbonee ya-
CTO NPOBOAAT 6MONCKI0 TPOPOIKTOAEPMbI (BHELUHErO
CNOA KNeTOoK) Ha CTagum 6nactToymcTbl (NATbIN AeHb pas-
BUTWA 3MOproHa) [8].

B TeueHne pANTENbHOrO BPEMEHW «30/10TbIM CTaHAap-
Tom» Ml 6bIn0 Mcnonb3oBaHve MeToaa dnyopecLeHT-
HOM rnbpuamnsauum in situ (ot aHrn. fluorescent in situ
hybridization, FISH). OgHako faHHbI MeToh No3BonseT
OMarHoCTMPOBaTb aHeynaougMM Mo OrpaHUYeHHOMY
yncny xpomocom (13, 18, 21 napbl, X 1 Y XpOMOCOMBbI),
MOCKOJIbKY MPUMEHSETCA C MCMONb30BaHUEM COOTBET-
creytowmx AHK-3oHpoB [3]. CnegoBatenibHO, 6onbluoe
UNCNO XPOMOCOMHBIX aHOMasnun 3MOpPUOHa OcCTaeTcA
BHE Mosa 3peHus nccnepgosatens. B HacTosAwee Bpems
LWUMPOKOE MPUMEHeHWe MOoayYnnu MeTofbl, Mo3BONSA-
lolWwne aHanM3npoBaTb BeCb 3MOPUOHANbHBIA FeHOM:
aCGH (o1 aHrn. comparative genomic hybridization) n me-
Tog NGS (next generation sequencing — CeKBeHMpPOBa-
HVe HOBOrO NOKOMEHWNA), OCHOBaHHbIN Ha onpeaeneHnmn
nocnegosatenoHoctn AHK [1-3].

Llenb HacToAlwero mccnefoBaHna — OLEHUTb 4acToTy
N CMEeKTP XPOMOCOMHbIX aHOManuin 3M6PUOHOB, Nony-
yeHHbIX B nporpamme JKO.

MATEPUAN U METOADbI

B OIbY «/BaHOBCKUI Hay4yHO-MCCNEROBATENbCKUNA WH-
CTUTYT MaTepuHCTBa 1 geTcTea umeHn B.H. fopogkosa»
MwuH3gpaBa Poccnn ¢ 2018 roga nposogutca M4 sm-
6puroHoB ¢ nomoubio aCGH. MeTog no3eonseT aHanu-
31MpoBaThb Bce 23 napbl XPOMOCOM (22 napbl ayTocom, X
n Y Xpomocombl). Bo3MOXHa AMarHoCTMKa YMCNeHHbIX
aHOManuin KapuoTunna SMOPUOHA, a TaKXKe BbisiB/IEHNE
Jeneumn N JynnavMkauminm, TO eCTb YaCTUYHbIX MOHO- 1
Tpucomuii. [aHHbli MeTof obnagaeT BbICOKOM YyB-
CTBUTENIbHOCTbIO Y TOYHOCTBIO 1 NMO3BOJIAET NPOBOAUTD
aHanu3 no eguHCcTBeHHoOM KneTke. Banngauua aCGH, no
JaHHbIM NUTEepaTypbl, MOKa3ana ero BbICOKY0 3G deKTnB-
HOCTb: TOJIbKO ANl 2,9% 3MOPUOHOB pe3ysbTaT aHanm3a
He 6bIN NOJTyYeH, a ypoBeHb owmnbky coctaBmn 1,9% [3].
Taknm obpasom, onpeaeneHnio AaHHbIM METOLOM MoA-
NEXUT N0 HecbanaHCUPOBAHHBIN (C U3MEHEHHbIM
konnuecteoM [IHK) reHom ambpuroHa.

C anpensa no oktabpb 2018 roga M 6bina nposeae-
Ha y 70 a3MOPUOHOB, MonyyYeHHbIX B nNporpamme KO
oT 25 cynpy»eckunx nap. CpegHUn BO3pacT *KeHLUH CO-
ctasun 37,48 £ 0,47 ropa; my>x4nH — 39,23 £ 0,35 roga.
CneKkTp matonorum B Cynpy»eckor nape, NoBfeKLuen
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HeobxoAMMOCTb npumeHeHusa BPT, pacnpepenuncs
cnepyownm obpasom. B 63,0% cryyaeB Mmen mecTto
Tpy6HO-NepuToHeanbHbIN dakTop becnnoaus; B 24,0%
CflyyaeB Habnoganocb 3HAOMETPMO3aCCOUMNPOBAH-
Hoe 6ecnnoguve; CMHAPOM MOJIMKUCTO3HBIX AUYHUKOB,
HapyLlUeHe MEHCTPYanbHON GYHKUMM MO TUMY aHOBY-
naumm — B 11,0%; Hanuume myckoro ¢dakrtopa 6bino
oTMeyeHo Yy 45,0% cynpyxeckmux nap. Y 17,0% »xeH-
WMH npegwecTsytowasa nporpamma KO 3aBepLumnach
HacTynneHnem OepeMeHHOCTN, CaMOMpPON3BOJIbHbIM
npepbIBaHMEM €e B MepPBOM TPUMECTPE U ANATHOCTU-
KOW UMCNEHHDBIX U CTPYKTYPHbIX aHOManuii aM6puroHa/
nnoga.

PE3YNbTATbI U OBCYXXOEHUE

MpoBefeHHOe UMTOreHeTnYeckoe ob6CsefoBaHMeE Cy-
NPY>KeCKNX nap BbIABUIO Hannume ocobeHHOCTen Ka-
pvotnna B ABYX u3 25 cnyyaes. MayneHTka ., 39 ner,
C MPUBbIYHBIM PAHHMM HEBbIHAlUMBAHWEM GepemeH-
HOCTV B aHaMHe3e ABNANacb HOCUTENbHULEN cOanaH-
CPOBAHHOWN TpaHCNoKauMm ¢ y4vyacTmem XpPOMOCOM
13 2 1n 13 nap; kapuotun - 46, XX, t (2; 13) (p21; q12).
Y nauymeHtkn H., 37 net, ¢ 3HAOMETPMO3acCOUUNPO-
BaHHbIM 6ecnnoanem B aHamHese B 50,0% npoaHanu-
31MpPOBaHHbIX MeTada3 Obla onpefesieHa MapKepHas
xpomocoma. [MpumeHeHune C-okKpackm npu aHanuse
XPOMOCOMHOrO npenapata MO3BONIWAO YCTaHOBUTb,
YTO MapKepHaA XpoOMOCOMa MpeAcTaB/ieHa reTtepox-
pPOMaTMHOM, TO €CTb BbICOKO MOBTOPAIOLWNMUNCA Yy4YacT-
kamu [HK, He cofep<almmn yHKanbHbIX NociefoBa-
TEeNbHOCTEN.

AHann3 o6pa3LoB TPOPOIKTOAEPMbI, MOSYUYEHHBIX OT
70 3mbpuroHoB ¢ nomouwbto aCGH, nokasan Hanuuue
HOpManbHOro Kapuotuna y 24 sm6puoHoB (34,3%); co-
OTBETCTBEHHO YMCNEHHbIE U/ CTPYKTYPHblE aHOMa-
NN KaproTuna 6biin AMarHoCTUPOBaHbI y 46 ambpuo-
HoB (65,7%).

CnekTp BbISIBNEHHbIX aHOManuin 6o cegyowmm. Tak
Ha3blBaeMbli XaOTUYHbIA KapuoTWM, MNPX KOTOPOM
UMEIT MeCTO MHOXKECTBEHHbIE YNCITIEHHbIE U CTPYKTYP-
Hble XPOMOCOMHbIE aHOManuw, Gbin BbISB/IEH B 8 Ciy-
yaax (11,2%).

Tpvcomnm no ofgHol nape XPOMOCoM 6binn onpeaene-
Hbl B 9 cnyyasx (12,9%), u3 Hux B 2 (2,9%) 6bin guarHo-
cTpoBaH cnHgpom [ayHa (tpucomusa 21), no ogHomy
cnyyato (1,4%) - cungpom MNatay (Tpmucomua 13) n cnH-
Apom DaBapAca (Tpucomus 18); Takke AMArHOCTMPOBa-
Hbl TPMcomum no 2, 4, 7 n 22 napam xpomocom. 13 gessa-
TN ClyYyaeB AMarHOCTUPOBAHHbIX TPMCOMUI B ABYX MMenN
MEeCTO MO3aUYHbI BapUaHT NaTonoruu.

MoHocomnn No ogHoOM nNape XPOMOCOM MMeNu MecTo
B 6 HabnogeHusx (8,6%), N3 KOTOPbIX B iBYX BblsiIBNIEHa
MOHOCOMUA Mo 19 Nape XpOMOCOM 1 MO OJHOMY Habnto-
aeHunio - no 4,7, 13 n 20 napam XpOMOCOM.

CoueTaHHble YNCNEHHbIE aHOMaNUKU No ayTocomam (oa-
HOBpPEMEHHOE MPUCYTCTBUE TPY- U MOHOCOMMUIA MO LBYM
1 TPem napam Xpomocom) nmenu mecto y 10 nccnego-
BaHHbIX 06pa3uoB (14,3%); Hanpumep: 45, XX (+3,-8,-18);
46, XY (-18,+19).

Y WwecTr SM6PNOHOB ObINN BbIABMEHbI YANC/IEHHbIE aHO-
Manunu No nosoBbIM XpoMocomam (8,6%), cpean KoTo-
pbiX B OQHOM C/lyyae AMarHOCTMpPOBaHa MOHOCOMUA X,
B Tpex — cuHgpom Knaindenbtepa (47, XXY) n B AByX
o6pasuax — nonucomms no Y xpomocome (47, XYY). Xa-
paKTepHo, uTo 06a cnyyaa onpegeneHuna nonu-Y npu-
XOAWNNCb Ha CYMPYXXeCKyl napy, rge BO3pacT MyX-
UMHbI cocTaBun 62 roga. Kak n3BectHo, 60/bLINHCTBO
MyTauuii, OO6YCNOBMIEHHbIX HapyleHneM npouecca
MEeNOTNYECKOTO PaCcXOXAeHNA XPOMOCOM, MPONCXOAAT
B OBOreHe3e; Npu 3TOM OAHMM U3 OCHOBHbIX GpaKTOpPOB
pvcKa ABNAETCA BO3PacCT XeHWuHbl [6, 7, 9]. OgHako B
nofasnaioLem 60NbLINHCTBE Cllyyaes, Korja Haxoaka
npu M KacaeTca M3MEHEHHOro Yncna aytTocom uam
X XpOMOCOM, HEBO3MOXKHO C TOYHOCTbIO OnpeaennTb
POANTENbCKYI0 NPUHAANEXXHOCTb aHOMaNbHOWN rameTbl,
y4yacTBOBaBLUEN B onnogoTBopeHun. B cnyvyaax c no-
nmcommen nNo Y XpOMOCOME MOXHO TOYHO KOHCTaTu-
poBaTb $aKT HapylWeHHOro cnepmartoreHesa U, Kak B
Hallem cnyyae, CBA3aTb €ro MOMUMO Npounx dakTopos
(Hannumne BOCNANUTENbHOrO Mpouecca) ¢ BO3PacToM
nauueHTa.

CTpyKTypHble aHOMann XPOMOCOM, CBA3aHHble C fAe-
neunaAMK 1 AynavKaumamuy, Obiny BbiABAEHbI B 12 06-
pa3suax (17,2%). B yactnuHble Tpu- 1 MOHOCOMUW Gblnn
BOBJI€YEHbl XPOMOCOMbI 2, 3, 6, 7,9, 10, 16, 17, 19 nap
XPOMOCOM.

Takke npeacTaBnseT MHTepecC YacToTa BCTPeYaeMoCTu
AHOManui B 3aBUCUMOCTN OT HANTNUUA N3MEHEHUI KapW-
oTvna poautenen. Y AByx NauneHTOK C 0CObeHHOoCTAMM
KapuoTtumna (cm. Bbile) 6bII0 NOAYYEHO 1 MPOaHaNmn3u-
poBaHo 11 am6punoHOB. ¥ naumeHTKku ., HocUTeNbHULbI
cbanaHcMpoBaHHONM TpaHcnokaumn t (2; 13) (p21; q12),
U3 NATW NPOAHANU3NPOBaHHbIX 3SMOPMOHOB HOPMasb-
HbI KapuoTKN He 6bl1 oNpeaesnieH HX B OAHOM Cllyyvae.
Y naumeHTkn H., nmetowet mapKkepHyo XpomMocomy (Mo-
3aUYHbIN BapWaHT), M3 LWeCTM MNPOaHaNN3NPOBAHHbIX
3MOPUOHOB B ABYX Cllyyasx Obin AMarHOCTUPOBaH HOp-
MasbHbI KapuoTun.

Y cynpyros c HOpManbHbIM KaproTUNOM (23 Cynpy»KeCcKmx
napbl) 6610 NonyyeHo 59 3MOPMOHOB, Cpean KOTopbIX
reHeTMyeckmne aHomasnmu BbiABIEHbI B 62,7% crydaes.

Bo3mMOXHO, JanbHeNwWwee HaKoNeHe MaTepuasna BHeceT
HEKOTOpble KOPPEKTUBbI B MOJSlyYeHHble HaMn pe3ynb-
TaTbl, OOAHAKO YXe CerogHa MOXHO CKa3aTb, YTO YacToTa
MyTaLUI B rameToreHese y Ny C HopmasibHbIM KaproTu-
MOM, HYX[AIOLWMXCA B JIeYeHUN Gecnnoaus C NoMoLLbio
BPT, upe3BblyaiiHO BbICOKA, UTO MOXET ObITb 00ycoB/e-
HO BO3PacTOM CyNpyroB 1 Hannumem onpegesieHHon na-
TONOrNK, OrpaHnUMBatoLLen GepTUNbHOCTb Napbl.
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BbiBOAbI

1.

Mpu reHeTMyeckoMm aHanu3e 3MOPKOHOB, MONy-
YeHHbIX OT CYMNpYXKeckux nap, Hy»KAaLWwmnxca
B leyeHunn becnnoaua ¢ nomolbio BPT n umetowwmx
HOPMasbHbIN KapuOTKM, MNAaTONOrUK He BbIABNEHO
TONbKO B 37,3% cniyyaes, a B 62,7% y a3MOproOHOB
ANarHoCTUpPOBaH HecbanaHCUPOBaHHbI aHOMaslb-
HbIV KapnoTumn.
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PRE-IMPLANTATION GENETIC DIAGNOSIS OF EMBRYOS IN THE PROGRAM OF EXTRACORPORAL FERTILIZATION AS A PRE-
VENTIVE MEAN OF HEREDITARY PATHOLOGY

I. N. Fetisova, A. I. Malyshkina, S. S. Semenenko, E. L. Boiko, E. V. Polumiskova, N. S. Fetisov

ABSTRACT Actuality. Disorder of early embryo development in the most cases is determined by genetic defect of embryo/
fetus. Embryo pre-implantation genetic diagnosis by aGGH technique - comparative genomic hybridization on chips in the
program of extracorporal fertilization is proved to be high-informative diagnostic technique which allowed to determine
numerical and structural (deletions and duplications) anomalies of embryo chromosomes.

Objective: to evaluate frequency and spectrum of chromosome aberrations in emryos obtained according to extracorporal
fertilization program.

Materials and methods. 70 samples of embryo trophoectoderma were obtained from 25 couples in extracorporal fertiliza-
tion program; these samples were examined by aGGH technique.

Results. From trophoectoderma samples obtained from 70 embryos normal kariotype was revealed in 24 embryos (34,3%);
numerical and structural kariotype abnormities were diagnosed in 46 (65,7%). The spectrum of the abnormities revealed
was as follows: so called chaotic kariotype when multiple numerical and structural chromosome abnormities were present-
ed - in 11,2% cases; trisomies by one pair of chromosomes - in 12,9% cases; monosomies by one pair - in 8,6%; combined
numerical abnormities by autosomes (simultaneous presence of tri- and monosomies by two and three pairs of chromo-
somes) - in 14,3% cases; numerical abnormities by sexual chromosomes - in 8,6%; deletions and duplications - in 17,2%.
In the examination of embryos obtained from couples with normal kariotype (23 from 25 couples examined) imbalanced
abnormal kariotype was diagnosed in 62,7% cases.

Conclusions. The obtained results allowed to recommend to perform embryo prenatal genetic diagnosis both in case of chro-
mosome aberrations’ presence in couple itself and in all cases of supplementary reproductive technologies application.

Key words: pregnancy, embryo, preimplant diagnosis, genetic abnormities.
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