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HNCCIEJOBAHUE KAPUOTHUIIOB Y DMBPUOHOB YEJIOBEKA
ITP1 HEBBIHAIIMBAHUHN BEPEMEHHOCTHU

ILB. I'onyoxkuna, A.H. [lankpymmuna

TBepckoi rocy1apCTBEHHBIN YHUBEPCUTET, TBEPh

HccrnenoBanue mpoBOAWIOCH B TEUEHHE JIBYX JIET Ha 0aze I'€HEeTHYECKOMH
nmabopatopun OOO «Meaukan I'emomumkc» B 1. TBeps. B  xome
UCCIIeIOBaHusl TIPOBEAEH aHanu3 227 SMOPHUOHOB HA HAJMYHE Pa3IMUHBIX
XPOMOCOMHBIX ~ aHOMayMi. JIJis TONyYeHHs TeHOMHBIX mpoduieit
MPOBOJMIIN HOATOTOBKY T€HOMHBIX OMONHMOTEK M CEKBEHUPOBAHUE METOAOM
NGS. ITonyueHHbIe JaHHBIE CTPYNIIUPOBAHBI C YUETOM MOJIOBOTO KApUOTHIIA
SMOpPHOHOB, a TaKKe C Y4YETOM BO3pacTa MaTepd Ha MOMEHT NOTEepH
OepemeHHOCTH. {7151 KaXKA0M IpyMITbl MOIYYEHO MPOLEHTHOE COOTHOIIEHHUE
[0 THIaM XPOMOCOMHBIX aHOMAaJIMH M paclpelesieHHe 4acTOT MyTauui B
XpoMocoMax. BrIsiBieHs! 0011He 3aKOHOMEPHOCTH M Pa3iiiMs B 4aCTOTaX U
dbopMax TpUCOMHH W MOHOCOMHI, HamOOJiee YacTO BCTPEYAIOIIHECS
MyTallid, B TOM YHCJE, B IIOJIOBBIX XPOMOCOMaX. BBIABICHbI M3MEHEHUS
YacTOT MyTallUi y TUI0a B BO3PACTHOM acIleKTe MaTepH.

Knrwowuesvie cnosa: xapuomun, XpoMOCOMHbBIE AHOMAUY, AHEYNIOUOUU,
IMOPUOH UeloBeKd, aDOPMUBHBILIL MaAmMepua, 2eHOMHbIL NPOPUilb, Memoo
NGS.

Beeoenue. 1lpobnema HeBbIHAIIMBAaHUS OEPEMEHHOCTH SIBJISETCS
OJTHOW M3 Hauboyiee BaXHBIX B 00JACTH COBPEMEHHOH PeNpoayKTUBHON
MenuiuHbl. COTIacHO CTaTHCTUYECKUM JAaHHBIM, CIIydad HEBBIHAIIUBAHHS
OT OOILIEro yuciia 3aperucTPUPOBAHHBIX OEPEMEHHOCTEH COCTABISAIOT OT
15% no 25% (IlonxameneBa, 2019). Tak kak okono 50%, a MO HEKOTOPHIM
maHHeiM  — 10 80%, CcaMOmpoOW3BOJBHBIX a0OPTOB  (BBIKHBIIICH)
NPOMCXOTUT B TEPBOM TpUMECTpe OEpEeMEHHOCTH, MPEANoararoT eme
Oonpllee MX KOJIMYECTBO Ha JokiauMHHuYeckoMm dtame (Berghella, 2012).
[loHnMaHWe TNPUYMH CTOJNb PACIPOCTPAHEHHOTO SIBJICHHUS BAXHO JUIA
NOCJEAYIONMX HCCIAeIOBaHUH M pPa3paboTOK B JaHHOM o06nacTd, Ui
NPEIYNpPeXACHUST  CaMONPOU3BOJIBHOTO abopra y OJKEHIIMH TIpU
IUIAaHUPOBAaHUM OEpPEeMEHHOCTH, a TaKXe /s COXPAaHEHHUS 3]I0pOBbs
KSHIIMHBI ¥ peO&HKA, 1 JITIS1 KOHTPOJIS 33 POKIAEMOCTBIO B IIEJIOM.

Lenbto vccaenoBanus ObIJIO YCTAHOBUTH BO3MOXKHbBIE T€HETUUYECKHE
NPUYMHBI ~ OCTAHOBHMBINMXCS B Pa3BUTHM  OEpeMEHHOCTEW |
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CaMOTIPOM3BOJILHBIX a0OPTOB Kak HauOoJiee PacHpOCTPaHEHHBIX CIydaeB
HEBBIHAIIMBAHUS.

Memoouka. ViccienoBaHue NpOBOAWIOCH Ha 0aze jabopaTtopuu
“Menukan I'enomukc”, r. TBeps B Teuenue aByx jet (2020 — 2022 rr.). B
X0JI€ MCCIIEJIOBAHUS U3YYEH IUIOJHBIA Marepuan (XOpHUOH, TKaHU IUIOAAQ)
227 sm6proHoB Ha cpoke oT 3 1o 20 Hexenb pa3Butusa (Tkauenko, 2021).
Bospact JKeHIIMH, y KOTOpBIX TpPOU3BOAMICS 3abop Ouomarepuaia,
Bapbupyetcs oT 20 1o 46 net. Bce nanHble NAIMEHTOK OBLTH 00E3IMYEHBI.

Ha naganpHOM 3Tame mpoBoAwid oTOOp OMoMarepuana IUIOAHOTO
IPOUCXOXKACHUSA IPU  MOMOLIM  CTEPEOCKONMYECKOIO0  MHUKPOCKOMa
Muxpomen MC-1 (puc. 1), a Takxe 3a00p KpOBH Y KECHIIMH C ITOMOIIBIO
BaKyyMHOH cucTeMbl 1js 3a00pa kpoBu Vacuette (00bEmMoMm 4 mi ¢ DJITA-
K3). Hdnsa Beigenenus JAHK w3 nmnomHoro martepuana M KpoOBU MaTepu
IPUMEHSUIICS KOJIOHOUHBIM METOJ ¢ Ucroib3oBaHueM Habopa «QIAamp Fast
DNA Tissue Kit» npousBoacrea QIAGEN. Ilonyuennsie o6pasnsr JJHK
aMIIMGUIMPOBATIM ¢ HOMoIIbl0 Habopa peareHToB s ITLP «VeriFiler
Express PCR Amplification Kit» nmpoussoactsa Thermo Fisher Scientific,
Jlajiee CeKBEHHPOBAIM MPU MOMOLIM I'eHeTHYecKoro aHanuszaropa Applied
Biosystems 3500 mpomsBoacrBa Thermo Fisher Scientific. IIpoBoammu
cpaBHeHMe noiydeHHbIX npoduiieit JJHK marepu u moaa no 25 nokycam
MIPH TIOMOIIH TPHJIATAIOLIETocs porpaMMHoro obecneuenust GeneMapper.
Ha nanHoMm sTare nmpoBoamiIack NpoBepKa Ha KOHTAMUHAIIMIO TOJTY4YE€HHBIX
npo6 JIHK marepuHCKMM MaTepualioM, a TakXe IMPOBEpPKa pPOJCTBA BO
n30exaHue BO3MOKHBIX OIINOOK.

Puc. 1. O6pa3iip! TUIOAHOTO MaTepHralia: A — BOPCHHBI XOpHOHa B pactBope DPBS npu
2-KpaTHOM yBeJIM4YeHHH MHUKpockora «Mukpomen» MC-1; b — amOpuoH denoBeka
Ha 3-4 Henene pa3BUTHUS

Ha cnenyromem »stamne ucciaeloBaHHS MPOBOJMIN IOATOTOBKY
TEeHOMHBIX OHOJMOTEK C HCIOJb30BaHUEM MOIydeHHbIX oOpasuoB JIHK
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IUIOJHOTO MaTepuana, s 4Yero Hcmoibp3oBamu Habop «VeriSeq PGS
Library Prep Kit» mpomsBoactBa Illumina. [lanee moaroraBiauBamu 1Ty
TeHOMHBIX OMOIMOTEK M OCYIIECTBIISIIM CEKBEHHpoBaHHE MeTomoM NGS.
Jlnst cekBeHUPOBaHMS MCIIONIB30BaIu Habop peareHToB «MiSeq Reagent Kit
v3 — PGS» u cexBenatop MiSeq System mpousBoacta Illumina. Ananus
«CBHIPBIX»  JAHHBIX  TPOBOJWIM C  TOMOIIBIO  TPHIIATAFOIIETOCS
nporpammuoro obOecrnieuernus BlueFuse Multi Software, ¢ momombio
KOTOPOTO IMOJTy4Yalii TCHOMHbIE TPOQIIN IS HHTEPIIPETAIIUN PE3YJIbTaTOB
ananmu3a (puc. 2).
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Puc. 2. Ilpumeps! reHOMHBIX TpoduIIeH, HOTy4YeHHbIX pHu oMol 110
«BlueFuse Multi Software»: A — xkenckuit reHOMHBIN TTPOGHIEL G€3 aHEYTUIOMANI
(1-22, X)x2; b — My>KCKO#i TeHOMHBIH Tpoduits 6e3 aneymuronanit (1-22)x2,(X,Y)x1

JUisi  OLIEHKM YacTOT XPOMOCOMHBIX aHOMAJIHMH IOJyYeHHBIE
pe3yibTaThl OBUIM  paclpesieleHbl IO TOJIOBOMY M BO3PaCTHOMY
npuHIUnaM. B mepBoM citydae ObLIM BBIJICNIEHBI JIB€ TPYIIBI, B KOTOpPHIE
BOLIUIM JaHHbIE MO AMOpPHOHAM C JKEHCKMM M MYXKCKUM MOJOBBIMH
KapuOTHIIaMH, a TaKKe TPeTbs TpyMIa, BKIOYAOMAsS TaHHBIE I10
SMOpHOHAM HEONpeAeIEHHOTO 110J1a, KOTOPhIe UMENIM aHOMAJIUHU B TTOJIOBBIX
xpomocomax (JIu, 2019). KonuuectBo cimyyaeB B rpynmax coctaBuiio 80
(XX), 110 (XY) u 37 (X/Y/0), coorBercTBeHHO. [Ipu pacmpenenrennu mo
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BO3pPaCTHOMY MPUHIUIY OBUIM IMOJIY4EHBI JIBE TPYIILL. B mepByro rpymnmy
BOIIM CiIy4aW, B KOTOPBIX BO3pacT MaTepu Ha MOMEHT IMOTepu
6epemenHocTu coctaBisul ot 20 10 34 ner, Bo BTOpyto — oT 35 1o 46 ner.
KomnuectBo cinydyaeB B Kaxaod rpymmne coctaBwio 123 u 102,
cooTBeTCTBeHHO. [Ipy nanHOM pacmnpeneneHUr He ObUTH YYTEHBI 2 ciydasd,
KOTOpblE HE COOTBETCTBOBAIM HEOOXOIUMBIM KpUTEpUsM O0TOOpa
(Hukutuna, 2018).

Jns kaxngoi rpynmbl ObUIO TMOJCYUTAHO KOJHMYECTBEHHOE U
MPOLICHTHOE COOTHOIICHHE SYIUIOUIAHBIX M aHEYIUIOUJIHBIX KapUOTHUIIOB, a
TaK)Ke IOJIY4YeHO pacHpeleieHHe YacTOT OOHApY)KEHHBIX MyTaluil 10
xpomocomaM. OIeHKa JOCTOBEPHOCTH PA3JIMUMIl IOJYyYEHHBIX YacTOT
MMPOBOJIMJIACH C HMCIOJB30BaHUEM Kputepus xu-kaapar [Iupcona (p<0.05,
p=<0.01).

Pezynomamul u obcyycoenue. llpu pacrnpenenceHuu 1Mo MoJI0BOMY
MpU3HAKY ObUIN MOJYYEHBI CIEIYIOIINE PE3YIbTATHI:

I'pynna 1 (3MOpPHOHBI € KEHCKHUM TIIOJOBBIM KApUOTHIIOM) —
KOJIMYECTBO  JYIUIOMAHBIX  3MOpHOHOB  coctaBuwio 37  (46.25%),
aHeyriougaeix — 43 (53.75%). Cpeau aHEymIOMAHBIX SMOPHOHOB
OOHapyKEeHBI CIEAYIOImNe XpoMOcoMHbIe aHoMannu (XA): Tpucomuu — 40
(93.02%), wmonocommu — 1 (2.33%), w™ozaummsm — 1 (2.33%),
peKOMOMHAHTHAsT XpoMocoMma (Jeneruss W JOYIUTMKAUs — pa3dIudHbIX
y4acTKOB OJHOW xpomocombl) — 1 (2.33%). VYcraHOoBIEHHBIE cly4yau
MOHOCOMHH, MO3auIM3Ma U PEKOMOMHAHTHONH XPOMOCOMBI TPEACTaBICHEI
XA mno 21, 19 u 8 xpoMocomam, COOTBETCTBEHHO; BCE YCTaHOBIJICHHbBIC
cllydad TPUCOMHUH B JIaHHOH rpymnmne Obuld IpejcTaBieHbl XA 10 OJHOU
xpomocome B kapuoTune (puc. 3). Yactora XA B JaHHOW rpymnmne
pacrmpesneneHa ciuenyomum odbpazom (puc. 4): 10 caygaes mo 16
xpomocome (23.26%); 7 — mo 22 xpomocome (16.28%); 5 — mo 21
xpomocome (11.63%); 4 — mo 15 xpomocome (9.3%); 3 — mo 8 xpomocome
(6.98%); 2 —mo 4,7, 10 u 13 xpomocomam (4.65%), 1 —no 1, 6,9, 12, 18 u
19 xpomocomam (2.33%). B manHo¥ rpynme He OBLJIO 3aperuCTPUPOBAHO
XA mno2,3,5,11, 14, 17 u 20 xpomocomam.

I'pynna 2 (SMOpHUOHBI C MYKCKMM IIOJIOBBIM KapHOTHUIIOM) —
KOJIMYECTBO  DYIUIOMAHBIX  3MOpHUOHOB  coctaBuio 51 (46.36%),
aHeymiougHeix — 59 (53.64%). Cpenu aHEYIUIOUIHBIX 3IMOPHUOHOB
obOHapyxeHbl cienytompe XA: tpucomuu — 54 (91.53%), mozautusm — 2
(3.39%), monocomuu — 1 (1.69%), neneunn — 1 (1.69%), pexkomOrHaHTHAs
xpomocoma — 1 (1.69%). VYcraHOBIEHHBIE ClIy4aun MO3auI[U3Ma
npencraBiensl XA mo 10 m 18 xpomocomam, mMoHocomuu — Mo 21
XpoMoOcoMe, JIeTIeNH U PeKOMOMHAHTHON XpPOMOCOMBI — IO 8 XpoMocoMe

(puc. 3).
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Puc. 3. CpaBHeHUE TpaMKOB COOTHOIIICHUS THIIOB XPOMOCOMHBIX aHOMAJIUH B
rpynmnax ¢ >KeHCKuM (rpynma 1) u My»ckuM (rpymnmna 2) MoJIOBBIM KapHOTUTIOM
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YacToTa XA
@

4

3
2 2 2 2
& o 0 o 1 . o H )
o
8 9 10 1 12 13 14 15

1 2 3 4 5 5 7
HyMepanusi XpoMOCOMHOIi IaphbI

Pacnpenenenne gactoT XA B rpymme 2 (XY)

5

YacToTa XA
o

~

O:HWF:?F m. . A

8 9 10 11 12 13 14 15
HyMepanusi XpoMOCOMHOI aphbI

16

8|

16

20 21 22

Puc. 4. CpaBHeHue rpa kOB pactpeieieHus 4acToT XA 1o
XPOMOCOMHBIM Tapam B rpymnmnax 1 u 2.

Cpenu yCTaHOBIEHHBIX CIIy4aeB TPUCOMHH OOHapyXeHO 6,
BKJITOUaronmx XA mo AByM xpomocomam B kapuotune (10.2% ot uucna
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KapuoTHUIIOB ¢ XA), 4TO TOBJIUSIIO HA ONpPEEICHUE 00IIero MPOICHTHOTO
cooTHomeHUsT XA Mo XpoMocoMaMm B jAaHHOM rpynmne. Yactotel XA B
JTAaHHOU TPYIIE pacrpeneeHbl cleayomuM oopasom (puc. 4): 13 coydaen
no 16 xpomocome (20%); 10 — mo 15 xpomocome (15.38%); 9 — mo 22
xpomocome (13.85%), 8 — mo 13 xpomocome (12.31%), 5 — mo 8, u 21
xpomocomaM (7.69%); 3 — o 2 xpomocome (4.62%), 2 — o 3, 6, 14 u 18
xpomocomam (3.08%); 1 — mo 4, 7, 10 u 20 xpomocomam (1.54%). B
JTaHHOU rpynme He ObUI0 3apeructpupoBano XA mo 1, 5,9, 11, 12, 17 u 19
XPOMOCOMaM.

['pynmna 3 (3MOpHOHBI ¢ HeoNpeAeNEHHBIM MOJIOBBIM KapUOTUIIOM) —
B CWIy CHENUPUKA MyTallMiii B JaHHYK TpPYNNy BOIUIH TOJBKO
aHeyruiougHele  5MOpuoHbl. Cpeau  SMOPUOHOB — JaHHOM  TPYIIIBI
oOHapyxkeHbl cremyrome XA: MOHOCOMHS MO X-Xpomocome (yrpara
01HO# 13 moJoBbIX XpomocoM) — 20 (54.05%), tpurutonauu — 13 (35.14%),
MO3auIM3M MOJOBBIX XpomMocoMm — 4 (10.81%). Bece cnyuan mozaummsma
MOJIOBBIX XPOMOCOM TIpeacTaBieHbl XA mo X-XpoMocoMe, OJJHAKO B OJHOM
W3 HUX JaHHAasg MyTalus COYETAaeTCs TakkKe C MO3auIU3MOM 110 2
xpomocome (puc. 5).

CooTHolweHUe XA B rpynne c HeonpegenéHHbIM NMOM0BbIM
Kapuotunom

m Y1pata nonosoi xpomocombl X/Y m Tpunaouausa m Mozauumzm NonoBoM Xpomocombl X

Puc. 5. CootHomenne timnoB XA B rpymre 3

[Ipu pacnpeneneHuu MO BO3PACTHOMY MPU3HAKY ObUIM IOJYYEHBI
CIIEAYIOIINE PE3yNIbTaThI:

I'pynna I (ot 20 10 34 1€T) — KOJIWYECTBO SYIUIOUAHBIX YMOPHOHOB
cocraBuiio 53 (43.09%), aneymnouansix — 70 (56.91%). CooTHomieHue
TIOJIOB B JIAHHOM TPYIIIIEe PACHPEEICHO CISAYIONUM 00pa3oM: dIMOPHUOHBI
xkenckoro mona (XX) — 41 (44.57%), myxkckoro (XY) — 55 (59.78%),
HeonpeaenénHoro nona (X/Y) — 27 (29.35%). Cpenu aHeymiaouTHBIX
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9MOpPHOHOB OOHapyxeHbl cienyrome XA: Tpucomun — 40 (56.34%),
tputtongun — 12 (16.9%), monocomuu mo X-xpomocome — 12 (16.9%),
Mozaunm3M — 6 (8.45%), neneuuu — 1 (1.41%). YcraHoBieHHbIE Clydau
Mo3aulu3Ma rnpeacraBieHsl XA no 2, 10, 18 u 19 xpomocomawm, a Takxe 1o
X-XpoMocoMme, Ciiy4yau JIeJIeuu — M0 8§ XpOMOCOME, CIIy4aeB MOHOCOMHUHU
ayTOCOM B TpYIINI€ HE BBISBICHO. B nmaHHOI rpymme 3apeructpupoBaH 1
ciydyail KOMOMHUpPOBaHHBIX Tpucomuii. Yacrota XA B naHHOH rpymme
pacmipeneneHa ciaeayrmuM oopa3om (puc. 6): 15 ciydaeB myramnuii mo X-
xpomocome (20.55%); 12 — tpumnonuu (16.44%); 11 — mo 16 xpomocome
(15.07%); 8 — mo 22 xpomocome (10.96%); 5 — mo 15 xpomocome (6.85%);
4 — o 13 xpomocome (5.48%); 3 — o 2 xpomocome (4.11%); 2 —mo 3, 6, 7,
8 u 10 xpomocomam (2.74%); 1 — mo 1, 4, 18, 19 u 21 xpomocomam
(1.37%). B gannoii rpymnmne He ObL10 3apeructpupoBaHo XA no 5,9, 11, 12,
14, 17 u 20 xpomocomam.

Pacnpezienenne 4acToT XA B BO3pacTHEIX rpynmax I u II
16

14 - 15

12

o
15
N
=

YacTtoTa XA

Pacnpeaesenne XA 1o XpoMocoMaM H APYrHM THOaM XA

20-34 ner ™ 35-46 net

Puc. 6. Pacnpenenenne yactor XA B rpymmax [ u 11

I'pynma II (ot 35 1o 46 neT) — KOIUYECTBO YMIOUTHBIX SMOPHOHOB
cocraBuio 34 (33.33%), ameymiougaelx — 68 (66.67%). CooTHomeHUE
NIOJIOB B JIAaHHOW TpYIIE paclpeieieH0 CIASAYIOIHUM 00pa3oM: SMOPHOHBI
xenckoro mona (XX) — 39 (38.24%), myxckoro (XY) — 54 (52.94%),
HeonpeaenénHoro mona (X/Y) — 9 (8.82%). Cpenu aHEYIUIOMIHBIX
IMOpHOHOB OOHapyxkeHbl cienyroomme XA: tpucomun — 60 (82.19%),
moHocomuu — 9 (12.33%), pexomOuHaHTHas xpomocoma — 2 (2.74%),
tpuronauu — 1 (1.37%), mozautusm — 1 (1.37%). YcraHoBieHHbBIE cllydan
MOHOCOMMHM B 2 ciydasix mpencraBieHbl XA mno 21 xpomocome (2.74% ot
obmiero ymucna), B 7 — no X-xpomocome (9.59%). EnuncTBeHHbIN ciyyait
Mo3aulM3Ma TpeacTaBieH Takke XA mo X-xpomocome. O6a ciydas
PEKOMOMHAHTHON XPOMOCOMBI, KaK OBIJIO OTMEYEHO BBILIE, MPEICTABICHbI
XA mo 8 xpomocome. B nmanHO# Tpymme 3aperucTpUpoBaHO S5 ciydyacB
KOMOMHUpOBaHHbIX TpucoMui. Yacrora XA B JaHHOM rpymnne
pacmpenenena ciuenyromuMm obpazoMm (puc. 6): 12 cmydaeB mo 16
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xpomocome (16.44%); 10 — mo 15 xpomocome (13.7%); 9 — mo 21
xpomocome (12.33%); 8 — moHOCOMHH O X-XpOMOCOME, a Takke XA 10
22 xpomocome (10.96%); 6 — o 8 u 13 xpomocomam (8.22%); 2 — o 4, 14
u 18 xpomocomam (2.74%); 1 — tpurmonaun, a Takxke XA no 2, 6, 7, 9, 10,
12 u 20 xpomocomaM. B manHO# rpynmne He ObLJIO 3aperucTpUpoOBaHO XA
nol,3,5,11, 17 u 19 xpomocomam.

3axknwuenue. B rpynnax 1 u 2 (5KEHCKMHA U MYXKCKOW IOJIOBBIE
KapUOTHUIIbI) ObLIO MOJYyYEHO MJIEHTUYHOE paclpeesicHue KapHOTUIIOB Ha
SYIJIOWJHBIE U AHEYIUIOUAHbIE IMPAKTUYECKU B PAaBHBIX COOTHOLIEHUSX C
HEKOTOpBIM cMmelieHueM (~5%) B cTopoHy aneyruiouauii. Taxke B 0benx
rpynmnax npeoOmagaroT ciydau Ttpucomuu (~90%); ciaydanm Mozauimsma,
MOHOCOMHM, JAeNenuil 1 peKOMOMHAHTHBIX XPOMOCOM MMEIOT MAIYIO JIOJIO
U MPUOIM3UTEIBHO PaBHOE pacipeeieHue B ooiieM koauuectse (~2-5%).
Haubonpimas yactora XA B 00enx rpymnmnax BblsiBIieHa Mo 16 xpoMocome,
XA mo 15, 21 wu 22 XxpoMmocoMaM TakXe SBISIOTCS Haubosee
pacnpoctpanéHHbIMU. He BbIsiBIeHO HU onHOrO ciaydasd XA no 5, 11 u 17
xpomocomaM. CTOUT OTMETUTh, YTO BCE AHEYIUIOMJHbBIE KapUOTHIIBI C
KOMOMHAIMSIMH TPUCOMMI 1O PA3IMYHBIM XPOMOCOMaM OOHApYy>KEHBbI B
rpynme 2 (C MYXCKUM TMOJOBBIM Kapuotumnom) (p<0.05). I'pymma 3
(Heompeen€HHBI  TOJNIOBOW KApUOTHI) TMPEACTaBIeHAa B OCHOBHOM
KapHOTHUIIAMHA C MOHOCOMHUEN U MO3auLM3MOM 110 X-XpoMmocome. B nannoM
UCCIIEIOBAaHUH HE OBLIO BBISIBICHO COYETaHUS XA MOJOBBIX XPOMOCOM C
TPUCOMHUEH, MOHOCOMHEH M JpyrumMu TunamMu XA ayTocoMm, KpoMe
€IMHCTBEHHOTO CIIydyasi COUYETaHHs C MO3aUIIU3MOM 2 XPOMOCOMBI.

[lpu pacmpeneneHWr NAHHBIX 10 BO3PACTHOMY MPHHIUIY OBLIO
O00HapYKEHO, YTO JI0JI SYIUIOUAHBIX KAPUOTUIIOB 3HAYUTEIBHO MEHBIIIE BO
II rpynne (>10%). IlomyuyeHHBI pe3yabTaT COOTBETCTBYET H3BECTHBIM
JaHHBIM O TOM, 4TO BEpPOSTHOCTh TMOsABIEHU XA ¢ BO3pacToMm
noBeimaercs. [Ipu aToM 10751 XA B OJIOBBIX XPOMOCOMAaX YMEHBIIAETCS B
Oosee mo3aHel Bo3pacTHOU Tpymme (>14%), Mons )KEHCKHX U MYXKCKUX
KapuOTUIIOB, COOTBETCTBEHHO, NoBbimaerca. Bo Il rpymme mocroBepHO
noBeimaercst (p<0.01) mons tpucommii (>29%), 3HAYUTETHHO CHHXKAETCS
nonst Tputionuit (>17%; p<0.01) u mo3zaummsma (>10%; p<0.05). Takxe
CTOUT OTMETUTH JOCTOBEPHOE YBEIMYEHUE 4acTOThl XA 1o 21 xpomocome
(p<0.01). B menom, cpeau ayTocoM B O0OEMX BO3PACTHBIX TpPYIIIax
npeobnamator XA mo 16, 15 wm 22 xpomocomam. O06a cmyyas
PEKOMOMHAHTHOM 8- XpOMOCOMBI 3apeTUCTPUPOBAHBI TaKKe B Ooiee
MIO3HEW BO3PACTHOM TpyIIe, OHAKO B | rpymie BISIBIEH ciaydail Aeenuu
8 XpOMOCOMBI.

Aemopul gvipasicaiom OaazodapHocms 2enemuieckou rabopamopuu OO0
«Meouxan I'enomuxcy (2. Teepv) 3a KOHCyIbmMUpOBAHUE NO  BONPOCAM
UCCNIe008AHUS U 3A HOMOWb 8 AHAIU3E NOJYYEHHBIX OAHHDLX.
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THE STUDY OF HUMAN EMBRYO KARYOTYPES
AT MISCARRIAGE

P.V. Golubkina, A.N. Pankrushina
Tver State University, Tver

The study of human embryo karionypes at miscarriage was carried out at the
genetic laboratory LLC "Medical Genomics" in Tver for over 2 years. The
analysis of 227 embryos for the presence of various chromosomal
abnormalities was conducted. To obtain genomic profiles, genomic libraries
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were prepared, and sequencing was performed using the NGS method. The
data was grouped taking into account the sex of the embryos, as well as the
age of the mother at the time of pregnancy loss. For each group, the
percentage ratio of types of chromosomal abnormalities and the distribution
of mutation frequencies in chromosomes were defined. General patterns,
differences in the frequencies and forms of trisomies and monosomies and
the most common mutations were identified, including those in sex
chromosomes. Changes in mutation frequencies in the fetus were identified
in relation to the maternal age aspect.

Keywords: karyotype, chromosomal abnormalities, aneuploidies, human
embryo, abortion tissue, genomic profile, the NGS method.
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