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AHHOTALMSA

AKTyadbHOCTh: DP(PEKTUBHOCTH IMKIIOB BCIIOMOTATEINb-
HBIX penponyKTUBHbIX TexHonoruid (BPT), onpenensemas ya-
CTOTOH HacTyIUIeHHsI 6EpeMEHHOCTH, B MUpPE HE IPEBBIIIACT
40-44%. 3o0HOM pocTa SBISETCS MIPUMEHEHHE BBICOKOTEXHO-
JIOTUYHBIX METOAOB Ha HMOPHOIOTHYECKOM 3Tare MpoTrpaMm
BPT.

Heap uccienoBanusi — oueHka 3PPEKTUBHOCTH IpUMe-
HEHUS IPEUMIUIAHTAIlMOHHOTO TE€HETHYECKOTO TECTUPOBAHUS
B mporpamMmax BPT.

Metoanmi: [IpoBesieH peTpoCTIeKTUBHBIN aHAIU3 pe3yibTa-
TOB TEHETHYECKOTO CKPHHHWHTA 3MOPHOHOB METOJOM CEKBE-
HHpoBaHKs HOBOTO ToKoneHns (Next Generation Sequencing,
NGS) y nanueHToB pa3HbIX BO3PACTHBIX IPYIII C Y4ETOM aHO-
MaJiiii B KAPHOTHUIIE TALUEHTOB.

PesyabTarel: B xone ucciaenoBaHus yCTaHOBIEHO, UTO Y
MAlUEHTOK C HOPMAJIbHBIM KapHOTUIIOM BEPOSATHOCTH IONY-
YUTHh IMOPHOH C SYIJIOWAHBEIM HAOOpOM XPOMOCOM CHFDKa-
nack ¢ Bo3pactoM. Hanbombmast 01t SMOPHOHOB € aHEYTIIO-
WIHBIM HaOOpPOM XpOMOCOM HaOJIOAaIach B CaMOW CTapIuei
Bo3pacTHO# rpynme (ctapme 40 JeT), rae oHa cocTaBHia
66,7%. B cTpyKType OTKIOHEHUI KapUOTHUIIOB U3MEHEHUS B
XPOMOCOMHOM CTaTyce >KEHIIMH U MY>KYUH HE OTINYAIINCh U
cocraBui 6,8%. Y map ¢ HOpMaJIbHBIM KapHOTHIIOM HaOITio-
JIAIACh CIEAYIOIINE PE3yIIbTaThl: PEKOMEHI0BAHO K EPEHOCY
6bu10 42,6% (100 5MOpHoHOB), a HE pekoMeHa0BaHO 57,5%
(135 sm6OpuonoB). Cpenu map ¢ OTKIOHCHUSMHU KapHOTHIIA
JIOJISI PEKOMEHI0OBaHHBIX AIMOPHOHOB K MEPEHOCY COCTaBUIIA
11,4% (4 sm6puoHa). Ito mouty B 4 pa3a MEHBIIIE, UM Y Ma-
IIHEHTOB C HOPMaJIbHBIM Kapuotunom. B 88,6% cmywaes (31
SMOpPHOH) BCTpEYaICh XPOMOCOMHBIE aHOMAJIHH.

3akiodyenne: [IpenMIiaHTallMOHHOE TEHETHYECKOE Te-
CTHpOBaHUE 3MOPHOHOB Ha aHEYIUIOWJAUU METOJOM CEKBe-
HUpOBaHUs HOBoro mnokosieHus (NGS) mo3BoisieT AOCTHYB
OepeMeHHOCTH ¢ 0oyiee BBICOKOW BEPOATHOCTHIO Y TAIMEeH-
TOB CTapIlero PenpoxyKTUBHOTO BO3PACTa, C YHCICHHBIMU U
CTPYKTYPHBIMH aHOMAJHSAMH KapHOTHIIA.

32

Kntouegvie cnosa: smbpuon, npeumnianmayuonnoe 2exe-
muyeckoe mecmuposanue Ha aneyniououu (III'T-A), kapuo-
mun.

Bgenenmne: IlepeHoc sMOproHa ¢ HOpMaIbHBIM HaOOPOM
XPOMOCOM B MOJIOCTh MaTKH MO3BOJISIET C BBICOKOH CTENEHBIO
BEPOATHOCTH AOCTUYb OEPEMEHHOCTH U MOBBICHTH IIAHCHI HA
POXXIEHHE 3M0pOBOTO peOCHKA 3a CUET CHIKEHHST BEPOSITHO-
CTH CIIOHTAaHHOTO IPEPHIBAaHMS OEPEMEHHOCTH WIIA POXKICHUS
pebenka ¢ xpomocoMHoW matonorueit [1-4]. IIpoBenenue
MPEUMIUTAHTAMOHHOTO T€HETHYEeCKOr0 TECTHPOBAHUS Ha
aneymtongun (I11'T-A) HanpaBiIeHO Ha ONpeaeIeHHEe XPOMO-
COMHOTO cTaTryca 3MOpHoHa [5, 6].

Hens uccjenoBaHusi — ONEHKA dPPEKTHBHOCTH TIPHMeE-
HEHHS IPEUMILIAaHTAIIMOHHOTO TEHETHYECKOTO TECTUPOBAHUS
B mporpammax BPT.

Marepuansl u MeToabl: [IpoBenieH peTpOCHEKTHBHBIHN
aHallM3 pe3yJbTaroB T'€HETUYECKOr0 CKPUHHHIA 3MOpHO-
HOB METOOM CEKBEHHPOBAHUSI HOBOTO IOKOIEHHs Next
Generation Sequencing (NGS) y manueHTOB pa3HBIX BO3PaCT-
HBIX TPYIII, & TAK)KE NMAIMEHTOB ¢ XPOMOCOMHBIMU aHOMAJIHU-
SIMH.

MarepranaoM HCCIEIOBaHHS SIBISUINCH 00pas3ubl Tpo-
(haKTOIEPMBI SMOPHOHOB 5-6 IHS Pa3BUTHSA, MOJIYYCHHBIX B
nukirax OKO/MKCHU ot 88 cynpyxeckux map, KOTOpBIE TIpo-
XOZIMJIH JIedeHUE OCCTIIIONMS METOAAMH BCIIOMOTaTEIbHBIX pe-
npoxyKTHBHEIX TexHodoruit (BPT) Kimmangeckoro rocrmras
WK I'pynnsr kommanuii I'K «Mars-u-gurs» (Camapa, Poc-
cust). Bo3pact skeHIIHMH, BKIIIOYEHHBIX B HCCIIEIOBaHIE — JI0
48 net (3a UCKIIIOUEHUEM ITUKIIOB C UCIIOJIB30BaHUEM JIOHOD-
CKHX OOIINTOB). YYacCTBOBABIIKNE B MCCIIECAOBAHNH MAIMEHTHI
Jtany MH()OPMHUPOBAHHOE COIVIACHE HA yJacTHE B MCCIIEA0BA-
HUH.

Pe3syabrarel: B paMkax 1aHHOTO peTpOCIEKTHBHOTO HC-
CJIe/IOBaHMsI paclpelielieHHe 110 BO3PAacTHBIM TpyIIaM ObLIO
ciemyromiee: maueHTku 10 35 ner cocraBwin 39% (34) ot
oOmiero 9mcia, >KeHIMH Bo3pactoM 35-37 xer 6su10 20%
(18), 38-40 net — 17% (15), maumentoxk crapmre 40 et — 24%
(21) (pucynok 1).
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Bce mapwl, BKIIOYEHHBIE B HCCIEIOBaHUE, ObUIM MOje- Tapbl ¢ HOPMaJIbHBIM KAPHOTUIIOM 000HX CYNPYTOB, KOTOPBHIM
JICHBI Ha JBE TPYMIBI — UMEIOIINE YUCIEHHbIE U CTpyKTyp-  III'T-A pekoMeHIOBaIoCh MO APYTHM MPUIHHAM.
HBIC aHOMAJINU KapHOTHIIA Y OJHOTO T O0OWX CYNpPYyTOB, U
B 10 35 ;eT
3537 met
1 38-40 net

crapure 40 et

Pucynok 1 — Pacnipenenenue naneHTOK 1Mo BO3pacTy.

JKeHIIMHBI ¢ HOpMaJIbHBIM KapHOTUIIOM cocTaBuiu 93,2%  tumnom 93,2% (82 nanuenTa), HapyIIeHNs B KAPHOTHIIE BCTPE-
(82 manueHTKu), C YUCICHHBIMU U CTPYKTYPHBIMH aHOMAJU-  4ayuch B 6,8% (6 manmenTtos) (Tabmuust 1, 2).
MU — 6,8% (6 ManKeHToK); My>KYHHBI C HOPMAJILHBIM Kapro-

Tabnuua 1 — KapuoTHibl )KeHIMH: HOPMaJIbHBIA  C XPOMOCOMHBIMH HapyIIEHUSIMH

Kaprorumns! xeHImH KonnuecTtBo uenoBek IIpouenTHoE
COOTHOUIECHHE
46,XX
BapuanTsl 46,XX,9gh+
HOPMBI 82 93,2%
46,XX,22ps+

46,XX,13ps+,22ps+
46,XX,1(5;20)(q23;p11.2)
Kapuoruneic [ 46 xx 1(1;8)(q24;q24.3)
YHCJICHHBIMU H - :
CTPYKTYPHBIMA 46,XX.1(6:7)(q14:p13) 6 6,8%
anomammsivu | 45,XX,rob(13;14)(q10;q10)
45,XX,rob(13;21)(q10;q10)
46,X,del(Xp)

Tabnuua 2 — KapnoTHunsl My>K41H: HOPMaJIbHBINA U C XPOMOCOMHBIMU HAPYILICHUSIMH

Kapuoturs! sxeHIIMH KonnuecTBo uenosex [IponenTHOE
COOTHOIIIEHHE
46, XY
Hopmansasrit 46,XY,Ygh+ 82 93,2%

KapuOTHII

46,XY,inv(10)(p11.2;921.2)

Kapuornmer ¢ 46,XY,1(8;20)(p23;q11.2)
YHCJICHHBIMH 1 6 6,8%
CTPYKTYPHBIMA AT.XYY

anomamuamu | 46,XY,t(9;15)(p14;q21)
46,XY,add(22)(p13)
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Bcero ¢ npumenenuem BPT 0Obuio nonyueno 275 amOpu-
oHoB. Ilo pesympraram III'T-A  mepeHocy OBUIO peKOMEH-
nmoBano 104 smOpuona (37,8%), He pekomeHmOoBaHO — 166
(60,4%). Taxoke ciiexyeT oOpaTuTh BHUIMaHUE HA TO, YTO B 5
ciy4asix (1,8%) mepeHoc ObUT pEKOMEHIOBAH TOJIEKO C MTUCH-
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MEHHOTO COIJIaCHsl TMAaLMEHTOB, TaK KaK HaOJonanack Mo3a-
WYHBIA XPOMOCOMHEIH cTaTyCc SMOPHOHOB.

VY nmanueHToK ¢ HOpMaIbHBIMU KaPHOTHIIAMH BEPOSITHOCTD
MOJYYUTh SMOPHOH C 3YIUIOMIHBIM HA0OPOM XpPOMOCOM CHH-
’Kajiack ¢ Bo3pacToM (Tabnuna 3, pucyHoK 2).

Ta6m1ua 3 — CooTHo1IcHUE IYIUIOMIHBIX U aHCYTIIIOUAHBIX 3M6pI/IOHOB Yy DalfMCHTOK Ppa3jIM4HOTO BO3pacTa

KonmuecTBo 3MOproHOB
Bo3spacTtHas rpymnmna nanyeHToK OMOPHOH C 3yIIIONIHBIM HabOpOM OMOPHOH C aHEYTUIOMIHEIM HabopoM
XpOMOCOM XpOMOCOM
Munanmre 35 ner 56 78
35-37 ner 15 28
38-40 ner 15 24
Crapue 40 et 18 36
70,0 65.1% 66,7+
61,5*
50,0
41,8
40.0 140 38.5
- 333
30,0
20,0
10,0
0.0
Mmnanmte 35 et 35-37 net 38-40 net Crapmie 40 net
DY ILIOH/IHBIH AHeyI10HAHbIA

PI/IcyHOK 2-— HpOHeHTHO@ COOTHOIICHHUC 3M6pI/IOHOB C DYIUIOUAHBIM U aHCYIIJIOUIHBIM Ha60pOM XpoMocoM
B pa3sHbIX BO3PACTHLIX I'pynIiax

AHanu3 COOTHOUIEHUS PEKOMEH0BaHHBIX, C DYIUIOUIHBIM
HabOpPOM XPOMOCOM, M HE PEKOMEH/IOBaHHBIX, C aHEYIUIOH/I-
HBIM Ha0OPOM XpOMOCOM, SMOPHOHOB B Pa3HBIX BO3PACTHBIX
TpyIax MoKa3aj, YTO HauOOJbIIask OISl BTOPHIX HAOIrOma-
Jack B caMoO#l ctapuieil Bo3pactHoil rpynne crapue 40 jer,
rae oHa cocraBuna 66,7%. B Bo3pactHoi rpynne 38-40 net
COOTHOIIIEHHE SMOPHUOHOB C aHEYIUIOWJHBIM XPOMOCOMHBIM
CTaTycoM ObIJIO MEHBIIIE B CPABHEHUU C TPYIION MAllMEHTOB

35-37 ner (4ro, cKkopee BCero, OOBSICHACTCS MaJCHBKOW BhI-
6opkoit). OxugaeMo, HaMMEHbIIIAs J0JI1 HE PEKOMEHIOBaH-
HBIX K IIEPEHOCY SMOPHOHOB OblIa BRIABICHA B CAMOM Milaj-
e BO3pacTHO rpymie Miaame 35 JeT.

AHanu3 COOTHOIICHUS YMOPHOHOB C AYIDIOWAHBIM H aHO-
MaJBHBIM Ha0OpOM XPOMOCOM y MAIIEHTOK Pa3HBIX BO3PACT-
HBIX TPYII C HOPMAaJbHBIM KM aHOMAJbHBIM KapUOTHUIIAMU
IpecTaBieH B Tabnuie 4.
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Tabmuia 4 — CooTHOIIECHHS SMOPUOHOB C SYIUIOUIHBIM M aHCYTUIOUJIHBIM HA00POM XPOMOCOM Y TIAIIMEHTOK Mitafiie 35 et ¢

HOPMAJIbHBIM 1 aHOMAaJIbHBIM KapUuOTUIIAaMU

Bo3spacr nanuenra HopManbHbiii KapuoTUI KapuoTun ¢ anomanusMu
OMOpHOH C OMOpHOH ¢ OMOpHOH ¢ OMOpHOH C
SYIUIOUAHBIM HAOOPOM aHEYTUIOUTHBIM JYIUIOMJHBIM HA0OPOM | aHOMaJIbHBIM HabopoM
XpOMOCOM HabOpOM XpOMOCOM XpOMOCOM XpOMOCOM
aoc. % abc. % abc. % abe. %
mutagie 35 et 53 50,0 53 50,0 3 10,8 25 89,2
35-37 ner 15 37,5 25 62,5 0 0,0 3 100,0
38-40 ner 14 37,8 23 62,2 1 50,0 1 50,0
crapiie 41 rona 18 34,6 34 65,4 0 0,0 2 100,0

Taxum o0pa3oM, y map ¢ HOPMAaJIbHBIM KapHOTHIIOM Ha-
OJromanich CIEOYIOMHE Pe3yNbTaThl: PEKOMEHIOBAHO K Iie-
perocy 6buto 42,6% (100 >MOpHOHOB), HE PEKOMEHIOBAHO
—57,5% (135 smOpuonoB). Cpenu map ¢ OTKJIOHCHHSIMHU Ka-
pHOTHIIA OIS OYTUIOMIHBIX U PEKOMEHI0BaHHBIX SMOPHOHOB
K meperocy coctasuia 11,4% (4 sm6puona). Oto moutu B 4

pa3a MEHbIIIE, YEM Y MAIIMEHTOB ¢ HOPMAIbHBIM KapHOTHUIIOM.
B 88,6% ciryuaes (31 sMOpHoOH) BCTpeyaluch XpOMOCOMHBIE
aQHOMaJIHH.

B rtabnuue 5 mpencrasieHbl JaHHBIE [0 XPOMOCOMHOM
NATOJIOTHH AMOPUOHOB, KOTOPbIE OBUIM TUarHOCTHPOBAHBI Yy
narreHToB nociue nposeaenus [1I'T-A merogom NGS.

Tabmuia 5 — CTpykTypa XpOMOCOMHBIX aHOMAJIHH 3MOPHUOHOB 110 JaHHEIM [T T-A

XpOMOCOMHBIE aHOMAJIUH KonunyecTtBo IIpouentHoe
SMOPHOHOB COOTHOIIICHHE
DOMOPHOH C 3yIUIOUIHBIM HA0OPOM XPOMOCOM 108 44.8%
OMOPHOH C aHEYIUIOMIHEIM Ha0OpOM XPOMOCOM 78
Henenus 5
CermeHTapHas TyIUTHKAINS 1
Heneuust v QyriuKanus 5
" 55,2%
Mo3an4HO-aHEeYILUTOMIHBIA HA00P XPOMOCOM 13
Moszanunas ¢opMa MOHOCOMUH 12
Mo3zanynas popma TPUCOMUU 6
Moszanunas popma TyIUTHKauH 1
Mos3aununas Gpopma Aeaeiun 7
MHOXeCTBEHHBIE XPOMOCOMHBIE HApyIICHUS 5

VY 47 nanueHToK U3BECTHHI Pe3yabTaThl UMITIAHTAIIMHA YMOPHOHA TTOCIIe ero nepeHoca. OHM MpeICTaBIeHbI B Tabnwuie 6.
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Tabmura 6 — CTpykTypa MarieHToB [0 KapHOTHUITY, SMOPHUOHBI KOTOPBIX OBUIM PEKOMEH/I0BAHbI K IEPEHOCY

Pesynprar nocie nepenoca 3MOpHOHOB

OTpunarensHbli pe3yabraT

KommuectBo

KapI/IOTI/IHBI JKCHIIMH

46,XX

17

46,XX,t(6;7)(ql14;p13)

1

Pesynbrar nocie nepeHoca SMOPHOHOB

Broxnmmueckas 6epeMeHHOCTh

Konnuectso

KapuoTurisl xKeHIImH 46,XX 3

Pesynprar mocne nmepeHoca SMOPHOHOB Knunamaeckas 6epeMeHHOCTh

KonuyecTBo

46,XX 23

K 46,X,del(Xp) 1

APUOTHITBI
)I?GHHLI/IH 46,XX,1(5;20)(q23;p11.2) 1

45,XX,rob(13;21)(q10;q10)

1

Takum o0pa3oM, yacToTa HACTYIUICHHSI OepeMeHHOCTH
(YHB) B rpynme mepeHoca SMOpHOHA C 3YIUIOMIHBIM Habo-
POM XpOMOCOM, B TOM YHCJIEC C OTKJIOHCHUSAMHU B KAPHOTHIIE y
nanueHToB cocraBuia 55,3% (23 mapsr). B 3-x ciayyasx momy-
YeHa OMOXUMHYCCKasi OCPEMCHHOCTbD.

YHB npu nepenoce sMOpHOHA C IYIUIOWAHBIM HabOpPOM
XpOMOCOM B I'pyIIi€ ¢ OTKIOHECHUAMU B KapHUOTHUIIC COCTaBUJIa
75%. KomnuecTBO Takux cirydaeB KpaiHe Maio (n=3), OTHaKo
nposenenne [1I'T-A merogom NGS u otdop 3MOpHOHOB yOe-
JTUTETHHO IEMOHCTPUPYIOT CBOIO IIEIECO00Pa3HOCTD.

O0cyxnenne: Onupasch Ha IONy4EHHBIE PE3YJbTAThI,
CIpaBe/ITMBO TOBOPUTH 0 HeoOxomumocTH [T T-A B mapax ¢
AHOMAJIMAMU B KapUOTHUIIE OJHOIO M3 CYIIPYTOB, TaK KakK I10
pesynbratam [II'T-A metomom NGS OBIIO BBISBIEHO, HYTO
OONBIIMHCTBO SMOPHUOHOB y TaKUX Iap HE MOTYT OBITH pe-
KOMEHJIOBAaHBI K MIEPEHOCY M3-32 XPOMOCOMHBIX aHOMAIHU Y
aMOpuoHa (88,6%).

T'oBOps 0 BO3pacTe >KEHIIMHBI, HEOOXOAUMO OTMETHTh,
4YTO BEPOATHOCTD IOJYUYCHUS 3M6pI/IOHa C DYIUIOMAHBIM Ha-
60poM XpOMOCOM BBIIIE y O0Jiee MOIOABIX JKEHIIUH C HOP-
MaJbHBIM KapuoTHUTIOM. B ciIydae CTpyKTypHOH aHOMaJHd B
KapHOTHIIE )KCHIIUHBI, BO3PACT CTATUCTUICCKHU HE BIUSICT Ha
BEPOSTHOCTD IOJIy4eHHUs] SMOPHOHA, COATaHCUPOBAaHHOIO 110
XpOMOCOMaM, BOBJICUCHHBIM B ITEPECTPOHKH.

Ha ocHOBaHMM pe3ylbTaToOB PETPOCHEKTUBHOIO KOM-
TUIEKCHOTO HCCIEIOBAaHMS BIMSHUS KapHOTHIIA TTAIlMCHTOB,
BO3pacTa Ha XPOMOCOMHBIN CTaTryc SMOPHOHOB MOXKHO CIe-
JIaTh CIICAYIOIINE BHIBOJIBI:

1.  Crpykrypa paclpeneieHus TNalueHTOB I10 TI0Ny B
TpyIIIe C HAPYIICHUSIMH KapHOTHUIIa B aHAJIM3UPYEeMOH o01eit
BBIOOPKE MALMEHTOB ¢ OECIIONUEM M0Ka3ala, YTO aHOMAIIUH
KapHOTHIIA BCTPEYAIUCH OJMHAKOBO Y KCHITHH M MYXXYUH U
cocraBuH 6,8%.

2.
SATHOCTH TOJYYUTh SYIUIOWIAHBIA SMOPHOH CHIKAllach C BO3-
pactom: muaxame 35 net — 50,0%, 35-37 ner — 37,5%, 38-40

v MNanqueHTOK ¢ HOPMAJIbHBIMU KapUOTUIIAMU BEPO-

net — 37,8%, crapuie 40 net — 34,6%. [Tarments! muamie 35
JIET UMEIOT CTAaTHCTHYECKH 3HAYMMYIO PA3HUILY MO KOJIHUe-
CTBY SMOpPHOHOB C 3YIUIOMIHBIM Ha0OPOM XPOMOCOM IIO OT-
HOUIEHHIO K TPYIIIE MMAEeHTOB cTapiue 35 JieT.

3. IIposemenme III'T-A HeoOXomuMo B mapax ¢ 4YMC-
JICHHBIMHM WJIM CTPYKTYPHBIMH OTKJIOHCHUSIMU B KapHOTHIIE
OHOTO U3 CYNPYTOB, TaK Kak IO pe3yiasTaTaM IpeuMIUIaH-
TAI[MOHHOTO T'€HETHYECKOr0 CKPUHHMHIA OBLIO BBISBIEHO,
YTO OONBIIMHCTBO SMOPHOHOB Yy TaKWX Iap HE MOTYT OBITh
PEKOMEH/IOBaHbI K NEPEHOCY M3-32 XPOMOCOMHBIX aHOMAJIHH
(88,6%). KonmuecTBO peKOMEHIOBaHHBIX K IIEPEHOCY AIMOPH-
OHOB B JlaHHOM rpymnne — 11,4%, 9ro moutu B 4 pa3a MeHbIIIE,
YeM y TAIUEHTOB C HOPMAJbHBIM KapuoTurioMm (42,6%).

4. TlepeHoc 3MOpHMOHOB C 3YIIOUIHBIM HAOOPOM XpO-
MOCOM B CJIOXHOW TpYMIIE MalWeHTOB ITO3BOJISIET JOCTHYD
UHDB Ha yposHe 55,3%, B TOM 4ucIe, y TAUEHTOB C OTKIIOHE-
HUSIMU KapHOTHIIA.

3akarouenne: Texnonornio PGTA nenecoobpa3Ho uH-
TErpupoBaTh B CTaHAapTHoe JyedeHue Mmeronamu BPT s
OTIPEZIETICHHO!N TI'PYIIbI MAlMeHTOB AJSl JOCTHXKEHUs Oolee
BBICOKMX KIMHHYecCKHX pesyasratoB (UHB, wactora mwm-
IUTAHTAIMH, YaCTOTa KUBOPOXKJICHNS) U BPEMEHH POXICHUS
3710poBOTO pedeHKa. I1py YMCIIeHHBIX WM CTPYKTYPHBIX aHO-
MaJuAxX KapuOTHIIa, BHE 3aBUCMOCTH OT BO3pPacTa, PEKOMEH-
nyercs nposenenue [11T-A.
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KOMEKIII PEITPOAYKTHUBTI TEXHOJIOTHSITIAP BAFJIAPIAMAJIAPBIH/IA
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AHjgaTrna

O3exrTidniri: Oneme KYKTUTIKTIH KHUUIITIMEH aHBIKTAJIATBIH KOMEKII penpoayKTuBTi TexHonorusuap (ART) uuknnepinin
tuimaiiri 40-44% - man acnaiizpl. Ocy aiimarsi-art 0armapiaMaiapbIHbIH SMOPHOIOTUSIIBIK Ke3CHIHIE YKOFaPhl TEXHOIOTHUSIIBIK
omicTepi KoJIIaHy.

3eprreynin Makcarbl — ART OarmapiamanapsiHia UMIUTaHTAIMSFA ICHIHTT TeHETHKAJIBIK TECTUICYIIH THIMIUIITH Oarasay
©O0JIBII TAOBLIA/IBL.

Ouicrepi: [TanueHTTepIiH KAPUOTHITIHIET] ayBITKYIap/Ibl €CKEPE OTBIPBIIL, SPTYPII JKAc TONTAPbIHAAFEI nanueHTTepae Next
Generation Sequencing (NGS) oziciMeH SMOPHUOHAAP/IbI TeHETUKAIBIK CKPUHUHI HOTHIKENIepiHEe PETPOCIEKTUBTI Taay xKyp-
ri3ini.

Haru:kenep: JKypriziireH peTpoCleKkTHBTI 3epTTey HOTHKelepi OOWbIHIIA KAJBIITH KapHOTUII Oap emaenyuiijiepae dy-
TUTOMJTHI XPOMOCOMA JKHBIHTBIFBI 0ap IMOPHOH/IBI ally BIKTUMAJIBIFBI )KaChIHA Kapail TOMEHIETeHI KOPCETUIreH. AHEYITIOUTHI
XPOMOCOMa KUBIHTBIFBI O0ap 3MOPHOHIAPABIH CH YJIKSH YJeci eH YJKeH ac ToObiHaa (40 sxacTaH ackaH) OaiiKayiasl, OHIA OJ
66,7% kypanbl. KapuoTunTik aybITKyJaap KYpbUIbIMBIH/IA SHeEIep MEH MY)KYMH XPOMOCOMAIIBIK KYHIHET1 e3repicTep epeKiiie-
nenOeini xoHe 6,8% Kypaiiasl. KanbinTer kaprotuiii 0ap xymnrapaa Keneci Hotwkesep oaitkanasl: 57,5% (135 smOpuoH) emec,
42,6% (100 smOproH) TachkIManay YChIHBULIbL. KapHOTHIITIK aybITKyIapbl Oap >KYITap/AbIH ilIiHAE YChIHbIIFAaH SMOPHOHIAP-
nbiy yieci 11,4% (4 smOprion) 0osnbl. by nanmenTTepaeri KauplnThl KapuoTHIIi 0ap Oipaeit xac ToObIHA KaparaHa IaMaMeH
4 ece a3. 88,6% - na (31 sMOpHOH) XPOMOCOMANBIK aybITKYIap OO B,
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KopbIThiHabl: VIMianTalusra qeifiHri reHeTHKaNbIK aneyonausuibik Tectiney (PGT-A) amOproHaapsa xaHa yprakThl
cexBenupiey onicimeH (NGS) caHIbplk HeMece KypbUIBIMIBIK KapHOTUNTIK aybITKYJIapbl Oap erae >KacTarbl PerpoqyKTHBTI
JKacTarbl HAyKacTap/a )YKTUIIKKE dKOFapbl bIKTUMAJIBIKICH KOJ KETKI3yre MyMKIHJIK Oepeti.

Tyiiinodi co3zoep: sm6puoH, uMnianmayusea Oetiinei cenemuxanvlx aneyniouousivix mecminey (PGT-A), kapuomun

EVALUATION OF THE EFFICIENCY OF PREIMPLANTATION GENETIC TESTING IN
ART PROGRAMS: A RETROSPECTIVE STUDY
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Abstract

Relevance: The effectiveness of cycles of assisted reproductive technologies (ART), determined by the frequency of
pregnancy, does not exceed 40-44% globally. The growth zone is the application of high-tech methods at the embryological
stage of ART programs.

The study aimed to evaluate the efficiency of preimplantation genetic testing in ART programs.

Methods: A retrospective analysis involved the results of genetic screening of embryos by Next Generation Sequencing
(NGS) in patients of different age groups with the account of anomalies in the patient karyotype.

Results: In the study, the probability of obtaining an embryo with a euploid set of chromosomes decreased with age in
patients with a normal karyotype. The proportion of embryos with an aneuploid set of chromosomes was the highest in the oldest
age group (over 40 years old) and amounted to 66.7%. In the structure of karyotype deviations, 6.8% of women and 6.8% of
men had changes in the chromosomal status. In couples with a normal karyotype, 42.6% (100 embryos) were recommended for
transfer, and 57.5% (135 embryos) were not recommended. 11.4% (4 embryos) were recommended for transfer among couples
with karyotype abnormalities. This was almost four times less than among patients with a normal karyotype. 88.6% (31) of
embryos had chromosomal abnormalities.

Conclusion: Preimplantation genetic testing for aneuploidy (PGT-A) in embryos by new generation sequencing (NGS)
makes it possible to achieve pregnancy with a higher probability in patients of older reproductive age with numerical or structural
anomalies of the karyotype.

Keywords: embryo, preimplantation genetic testing for aneuploidy (PGT-A), karyotype
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