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BBEOEHWUE

OpHol 13 akTyanbHbIX NPobieM coBpeMeHHo
penpoayKTonorm 1 nepuvHaTonornM ABnAeTcA
HeBblHaWVBaHNe 6GepemMeHHOCTU. [0 AaHHbIM
MQO3 YKkpauHbl, ero yactota coctaBnsaeT 15-23%,
M 0coboe MecTo B CTPYKType HEBbIHALLIMBAHUA
3aHUMaIOT paHHWe penpoayKTuBHble notepu [1].
Okono 65% ot Bcex 3auatui n 10% OT Bcex Knu-
HUYECKM 3apermcTprupoBaHHbIX GepemMeHHOCTel
3aKaHUMBAlOTCA NnoTepeli sMbpuroHa/nnoaa [2-4].

MHoroumncneHHble nccnegoBaHnA PasnNYHbIX
neT NoKa3biBatloT, YTo oT 50 Ao 65% AnarHoCTu-
POBaAHHbIX OepeMeHHOCTEN, CMOHTAHHO MpeKpa-
Wwakowmx passutne B | TpumecTpe, obycnosne-
Hbl XPOMOCOMHbIMU aHOManuamm (XA) [5-13].
C 1960-x rogos, Korga CTann KapnotTunupoBaTtb
CNoHTaHHble abopTtbl (CA), nNpumeHAnca gon-
rOCPOYHbIA METOA KYNbTUBMPOBAHWA BCEX dMe-
MeHTOB nnoaHoro anga. C 1990-x roaos ctanu
NPUMEHATb KPAaTKOBPEMEHHOW MeTOA KynbTu-
BMPOBaHMA XOpuanbHbIX BOPCUH [14], nprnyem
HaMmn ¢ 1997 I. NpUMeHANCA NPAMON MeTOg, UC-
XOAA U3 BbICOKOW MUTOTMYECKOWN aKTUBHOCTU
KneTok umtoTpodobnacta [15].

Ha npoTsaXxeHnn HeCKONbKNX fecatTuneTui me-
TOOAUKM KapOTUMUPOBAHNA HepPa3BMBaOLLMXCA
(3amepwnx) 6epemeHHocTenn (HB) coBeplueHCT-
BOBaINCb Y MOAMOULIMPOBANNCh, 1 TONIbKO B Ha-
yane 2000 rr. J. Menasha et al. B uccnegoBanum
1203 o6pa3yos Hb npogemMoHcTpupoBanu, 4to
KapuoTUNUpoOBaHMe BOPCUMH XOPMOHa aeT BO3-
MOXHOCTb BblIABUTb Gosnblie XA, ocobeHHO 60-
nee WNPOKNI CNEKTP ayTOCOMHbIX Tprcomun [8].

B HacToALee BpemA NOABUIACb BO3MOXHOCTb
MCMONb30BaTb COBPEMEHHble METOAbl onpefe-
NeHNA XPOMOCOMHOro Habopa c 6onee BbICO-
KM pa3spelleHneM, TakMe Kak CpaBHUTENbHasA
reHoMHas rmbpuamusauma (comparative genomic
hybridization, CGH), mrkpomaTpuyHasa cpaBHU-
TeSlbHaA reHomHasa rmbpuausaums (array CGH)
N CEKBEHUPOBaHME HOBOro mMokoneHua (next
generation sequencing, NGS), koTopble, no npeg-
BapuTeSibHbIM OLEHKaM, MOryT [OMNOMHUTENb-
HO BbIABNATb OT 3,8 0o 13% aHoManuu, npexae
BCEro CybMmnKpocKonuyeckne geneumm u gynnu-
Kauun [13]. [JoBONbHO pacnpoCTpPaHEHHbIM TaK-
Xe ABNAeTCA UCMNoNb30BaHMe meToga dnyopec-
UeHTHOWM rnbpuausauun in situ (fluorescence in
situ hybridization, FiSH) ans kaprotunupoBaHus
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3ameplmnx bHepemeHHocTel. [MpenmylLecTBOM
JaHHOro MeTofa, Kak u CGH, nomMmMmo 6bICTPOTbI
NosyyYeHns pe3ynbTaToB, ABNAETCA BO3MOXKHOCTb
€ro MnpUMeHeHMA nocsie MeANKAMEHTO3HOIo
abopta (nogasnstowero nponudepaTVBHYO akK-
TUBHOCTb Tpo¢obnacTa, UTo OTpULATENBHO BIW-
AeT Ha BO3MOXKHOCTb NOJTyYeHna pe3synbTata npu
CTaHZAPTHOM KapuoTunupoBaHum). OgHaKko nosn-
HouBeTHbIN MeTog FiSH Ha 24 xpomMocombl He Ha-
LIEen WNPOKOro NPAKTUYECKOrO NMPYIMEHEHNA, U B
GONbLUMHCTBE flabopaTopuin Ansa 3TUX Uccnemo-
BaHWI NCMOJb3yeTcA OrpaHNYeHHOE KONIMYeCTBO
30H[O0B, UTO HE MO3BOJIAET BbIABUTb PEAKME ayTO-
COMHbIe TPUCOMUK, @ TaKXKe CTPYKTYpHble XA.

Ele ogHUM MeToAOM, MPUMEHSEMbBIM NS Ka-
PUOTUMNMPOBaHMA 3amepLunx b6epeMeHHOCTEN,
ABNAETCA METOA KONMYeCTBEHHON driyopecLeHT-
How MLP (quantitative fluorescence-polymerase
chain reaction, QF-PCR), npeumyLiectBOM KOTO-
poro nepen metofgom FiSH agnaetca aBTomatu-
3auUMA npouecca N BO3MOXHOCTb onpegeneHuns
KOHTaMVHaUUM MaTepPUHCKUMM KneTkamn. OgHa-
KO K HeflocTaTKaM MOKHO OTHECTU OrpaHuyeH-
HbIV CNeKTp Mapkepos (Kak npaswuno, 13, 18, 21,
X 1Y XpoMocombl, 4To 6ornee npuemnemo ass
3afjay npeHaTanbHOM [WArHOCTUKK, MOCKOMb-
Ky nepekpbiBaeT 98% aHeynnoungui), a Takxe
HeobxoAMMOCTb  UCMOMIb30BaHMA [1OPOroCTo-
AWEro reHeTMyeckoro aHanmsatopa [11, 16].
Hepoporym 1 6bICTPbIM METOAOM XPOMOCOM-
HOro aHanun3a Takxe ABMAETCA MyNbTUMNIEeKCHasdA
nuraHg-3aBucumasn  amnnméuvkaums (multiplex
ligation-dependent probe amplification, MLPA).
OfHaKo HeKoTopble aHOManuuM, Takme Kak no-
nunnonana n cbanaHcMpoBaHHble XA, ocTaloT-
CA He OO6HapyXeHHbIMW MpPU WUCMONb30BaHUN
metogoB CGH, array CGH n MLPA (nocnegHun
TakXXe He Mo3BoNAeT onpenenntb MO3anuusm);
QF-PCR moxeT obOHapyXuBaTb MONVMIOVANIO,
HO yacToTa BbiABNIeHNA XA cMnbHO Koppenupyet
C npumeHaeMbIM Mapkepamu [17]. K Tomy xe,
Npu NUCNOJSIb30BaHUMN BCEX MEPEYMCIIEHHbIX MO-
NeKyNAPHO-TeHeTUYECKNX METOLOB BO3MOXHbI
NOXKHOMOJIOXKUTENbHbIE pe3ynbTaThbl, BKIoYas
oTCyTCTBUE Heobxoammoro HK npopaykTa.

B cBA3M C 3TUM, yunTbIBasA BbICOKYH CTOMMOCTb
JaHHbIX UCCeoBaHNI, CTaHAAPTHOE KapuoTu-
nuposaHue HB/CA ocTaetca Hanbonee pocTyn-
HbIM, PYTVHHbIM 1 AOBOJIBHO MHGOPMATUBHbIM
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METOLOM, OLleHMBAEMbIM MHOTVIMW UCCef0BaTeNsAMM Kak 30-
NOTOW CTaHZAPT.

OpHako BblweonucaHHble metogbl (CGH, array CGH, NGS,
FISH, QF-PCR, MLPA) MoryT npMMeHATbCA Kak BCOMOraTesb-
Hble AN ONTMMK3aUMK Pe3ynbTaTUBHOCTU CTaHAAPTHOrO Ka-
puotunuposaHua [18].

Pesynbratbl KapuotunupoBaHua HB cnyxkaT ocHoBown ana
BbIACHEHMA NPUYNH PaHHMX PENPOAYKTUBHbIX NOTEPb, @ TaK-
»Ke JaloT BO3MOXHOCTb OLeHUTb PUCKM NOTEPU MNOCNEAYoLNX
6epemeHHoCcTel. Ho ana 6onee ToUHbIX OLEHOK 1 6onee wu-
POKOro BUAEHNA BCEW CTPYKTYpbl JaHHOMO ABEeHWA Heobxo-
AMMbl 6onbluMe 06beMbl UCCiefyeMbiX BbIDOPOK CO CTaHAap-
TU3NPOBAHHBIMW KpUTEPUAMM OTOOPA U AMArHOCTUKKM, UYTO
TpebyeT MHorosieTHero Tpyga. B ¢cBA3u ¢ 3Tum B Mupe nocne
2000-x rofoB ony6nMKoBaHbl Pe3ynbTaTbl BCero okoso 10 nc-
cnepoBaHuin KapuoTuna HB, B KOTopbix BbiOOpKa npesbillana
500 06pa3uos..

MeKobnacTHOM LeHTP MeAWLMHCKOW FeHeTUKWM U MpeHa-
TanbHOW guarHocTukm (r. Kpmeon Por) nposoaun Takne nccne-
foBaHuA B YkpauHe ¢ 1997 r. Vx pe3ynbTaTbl Ny6iMKOBaNnCh
o 2017 r. (ot 125 go 1808 o6pasuos HB) [15, 19, 20]; Takxke
B 2018-2019 rr. 66Ny ony6nMKoBaHbl pe3ynbTaThl ele ABYyX
nccneposanun (J1. Munun, 2018; W. Tkau, 2019) ¢ BbibopKamm
1000 1 760 o6pa3uoB cooTBeTCTBEHHO [13, 21]. OgHako BO
BCEX 3TUX UCC/IelOBaHMAX OTCYTCTBOBANM FPynnbl CPaBHEHUSA
Nno M3y4eHUIo YacToTbl 1 crnekTpa XA cpean pa3BmBaoLLNXCA
6epemMeHHOCTe, MPepBaHHbIX B | TPUMeCTpe C NomoLLbio Me-
AnumHckoro abopta (MA).

Lienbio Halero nccnefoBaHns 6bi10 OLEeHNUTb pacnpocTpa-
HEHHOCTb 1 CTPYKTYpPY XA cpefy CNOHTaHHbIX Y UHAYLMPOBaH-
HbIX PENPOAYKTUBHbIX NOTEPb B | TprMecTpe bepeMeHHOCTU.

MATEPUAJIbl U METOAbl NCCNNEAQOBAHUA

3a nepuog ¢ 1997 no 2019 rr. npoBeAeHO KapnoTUNMpPoBa-
HVMe NPOAYKTOB KOHLUenuuu npu 3ameplunx 6epeMeHHOCTAX
(n = 2020) B cpokax 5-13 Hef., NOSyYEHHbIX OT XKEHLUH n3 7
o6nactei lOro-BoctouHoro u LieHTpanbHoro permoHoB Ykpa-
WHbl (JHenponeTpoBckasa, KunpoBorpaackas, 3amnopokckas,
Yepkacckas, XepcoHckasi, Hukonaesckas, Opgecckasi obnacti)
1n MA (n = 1572), BbINONHEHHbIX B | TpUMecTpe 6epeMeHHOCTH.

B pamKax uccnefoBaHusi Obino 3apernctpupoBaHo 2146
obpa3uos matepuana Hb: 2100 (97,8%) 13 H1X Gb110 NOYyYeHO
NpU MHCTPYMEHTaNbHOW PeBM3nK NonocT matku, 24 (1,1%)
nocse MeanKaMeHTO3HOro abopTta (MHAYLMpPOBaHHOMO npue-
MoM MudenprctoHa, musonpoctona) n 22 (1,02%) — B pesynb-
TaTe CMOHTAHHOW 3KCMyNbCMmM NogHoro anua. B 1356 (63,2%)
cnyJyaax MaTepuan npoayKTa KoHuenuum 6bin nosyyeH B crne-
LMan1M3npoBaHHOM CTaLOHape Haluero LeHTpa, B 251 (11,6%)
Cnyyasax fOCTaB/IEH U3 TMHEKONIOTMYECKUX OTAENEHNIA APYTnX
neyebHo-npodunakTMyecknx yupexgenuin r. Kpusown Por n B
539 (25,2%) cnyyasax npuBe3eH U3 ApPYrnx HaCceNneHHbIX NMyHK-
ToB [lHeNponeTpoBCKON 06M1acTh 1 cocefHnx obnacten (pac-
ctosaHue oT 70 go 300 Km).

AbcontoTHoe 6onbwmHcTBO obpasuos HE — 1858 (86,6%) -
[LOCTaBNANOCh B nabopatoputo B HaTypanbHOM Buae B 6nu-
XKarwmve 1-2 4y nocne nonyyeHua matepuana, 248 (11,5%)
0ob6pa3uoB B pactBope XeHKca 1 40 (1,86%) B M30TOHNYECKOM
pactBope 0,9% NaCl 66111 NprBe3eHbl U3 OTAANEHHbIX NleUes-

BATITHICTb TA MOJIOT I

Ho-NMpoduNaKTUYecKnx yupexaeHuii; matepuan MA 6bin fgo-
CTaBfieH B nabopaTtopuo B nepBble Yacbl NOCse BbIMOJIHEHNA
3TON onepauuu.

Bcem 6epemeHHbIM MNPOBOAMIOCH KOMOWMHMPOBaHHOE
TpaHcabgommHanbHoe/TpaHcBarvHanbHoe Y3/ gna onpepne-
neHuA Cpokos rmbenu nnofa, a B csiyyae apTuduymnanbHoOro
abopTa - cpoka pa3BuBakLernca bepemeHHocT (Y3 npo-
BOAUNIOCb Ha Y3 cucTemMax BbICOKOrO M 3KCMEPTHOro Knacca:
Voluson E8, Voluson 730-Pro GE (CLUA, Aectpusa), HD-11XE n
HDI - 3000 Philips (CLLUA), X-8 Medison (Kopes)). Hdpopmauus
0 HaNMuMK/oTCYTCTBUM SMOPMOHA B NPOAYKTE KOHLIeNLMm 3a-
MepLueli bepemMeHHOCTU nonyyeHa B 1824 cnyyasx (90,3%).

MpenBapuTenbHyo OLEHKY MaTepuasna NpoayKTOB KOHLemN-
umm HB oueHMBanu ¢ Nomolbl OGMHOKYNAPHOWM Nynbl, Ma-
Kpocbemka BbinosiHAnacb ¢oTtoannapatom Canon EOS 500D
(AnoHus), obbektTns Ultrasonic EFS-60mm, 1:2,8 USM (pwuc.
1 A-B). Mpwn otbope maTepuana B nabopatopun ygananmcb
CTYCTKW KPOBM, BOPCUHbI OTAENANN OT AeungyanbHOW TKaHW 1
MPOMbIBaNIM PACTBOPOM XEHKCa, YTO CMOCOOCTBOBANIO CHUXe-
HUIO BEPOATHOCTN KOHTaMMHAUMM MATEPUHCKUMU KNeTKamu.
3aTem C MOMOLLbIO fYMNbl U CTEPEOMUKPOCKOMNa NPOBOAMAN Ma-
KPOCKOMMYECKYI0 OLEHKY OTOOpaHHbIX BOPCUH. OnucbiBanu
LNVHY, Pa3BeTBIEHHOCTb, BaCKyNApM3aLMio, a TakKe Hanuune
NaToMopdONOrMyecknx N3MeHeHNN: OTEYHOCTH, MMAATULHbBIX
BbIPOCTOB (KOonn4yecTBa, GpOpPMbl, Pa3MeEPOB, COAEPXKMMOTO),
aytonusa u mauepauun. Hanbonee npurogHbiMu ana Kapuo-
TUNMUPOBAHNA CYNTANIUCh KOPOTKME N ANIVHHbIE PA3BETBJIEH-
Hble BaCKynApU3NpPOBaHHbIe BOPCUHDI (C KPOBEHOCHbIMU COCY-
Jamu), 06UNIbHO MOKPbITblE KNETKaMu CMHUMTUOTpodobnacTa
(puc. 2 A-B). MpremnembiMn ANA UCCNEROBAaHUA CUMUTaNN Tak-
e OTeyHble 1 CKNepo3npOBaHHbIe BOPCUHDI, C TMAATUAOMOSb-
HbIM NepepoXaeHNEM, N MaLlepUPOBaHHbIE BOPCUHbI, YaCTUY-
Ho nogseprwmeca aytonumsy (puc. 3 A-[1). HenpurogHoimmn gna
MCCneaoBaHUn cumTany obpasubl, JOCTaB/IEHHbIE B PacTBOpPE
dopmanrHa, cnnpTa, 3aMOPOXKEHHblIe BOPCKHbI, CUTbHO MO-
BpeXAeHHble BOPCUHbI, 0OPbIBKM BOPCUH 6€3 KNeTOK CUHLM-
TnoTpodobnacta, a TakxKe feLrayanbHY0 1 COeAUHNTENbHYIO
TKaHb (puc. 4 A, b).

CornacHo meToauKe, okosio 30 Mr BOPCUH Ha 3 M1 pacTBoO-
pa XeHKca ¢ KonxuumHom (1 MKr/mn) n aTuanem 6pomMmncTbiM
(10 mKr/mn) Bblgep»knBany B TepMmocTaTte B TeueHne 40 MUHYT
npu 37 °C. MNpn 3101 Xe Temnepatype B TeyeHue 40 MUHYT
NpoBOAMV MMNOTOHM3auumo B 1% pacTBope ABYXBOLHOIO Li1-
TpaTa HaTpus, a 3aTem PpMKcaLuio MaTepmrana pPacTBOPOM Kap-
6UHONa 1 NefAHON YKCYCHOM Kncnoto. Mauepaumsa BOpCUH
TpodobnacTta gocTuranach nocie gobasneHus 60% pacTeopa
NefAHON YKCYCHOW KNCIOTbI C NOCNeayoWwrM HaHeCEHEM CY-
CMeH3uy Ha NpeMeTHble CTeKNA, KOTOPble OKPALUMBANNCh Me-
Toaom GTG (auddepeHumanbHOro OKpaLLMBaHNA XPOMOCOM C
NCNonb30BaHMEM TPUMCKMHA) KpacuTenem [Mmsa. Xpomocom-
Hble NpenapaTbl aHaIM3MPOBaNK C MOMOLLbIO NCCefoBaTesb-
CKMX MuKpockonos Axioimager A1 Zeiss, Aristoplan Leitz (Tep-
MaHwus), Olimpus BX41 (AnoHus) 1 KOMNbIOTEPHOI NPOrpammbl
«Bungeotect Kapuo 3.1».

B rpynnax Hb n MA onpepeneH ygenbHbin Bec XA B Lenom,
a TaKXe J0NA KaXKaoro Buaa XPomMocomHow natonoruu (XIM);
onpefeneHa Jona pefkux U ABONHbBIX TPUCOMUIA; NpoaHanu-
3upoBaHbl XA cpeay HB ¢ aM6proHOM 1 Npy aHIMOPUOHNY;
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BATITHICTb TA NMOJIOT I

Pucynok 1A. Hepa3BuBatoLLasca MaTouHad 6epemeHHOCTb
8 Heyl. (recTaLMOHHbIiA BO3pacT 9 Hep.), NofiHoe AlfLL0
€3M6p1OHOM (KONUMKO-TeMeHHOI pamep — 18 Mm) n
BOPCUHYACTBIM XOPUOHOM

KapwoTun: 46,XX

PucyHok 1b. Hepa3suBatoLLasca MatouHad 6epemeHHOCTb
6 HeZl. (recTaLMOHHbIil BO3pacT 9 Hep.) CIMOp1OHOM

Ha xopuanbHoi 000710uKe pa3BeTafieHHble BOPCUHbI C
HOPMANbHOI MOPGONOTHeid 1 H0NbLINM KOMMYECTBOM
KNeToK CuHLMTA0TPOG0ONaCTa. KapuoTun SMOpHoHa:
46,XY.der(6)t(6;14)(q23;p17.2); KAPUOTUN KEHLLMHDI:
46,XX,t(6,14)(q23;p11.2)

PucyHok 1B. Hepa3BuBaloLLasca MaTouHas 6epeMeHHOCTb
8 Hej1. (recTaLMoHHbIil Bo3pacT 10 Hep.), aHaMOpHoHNs
BCKpbITbIiA NYCTOI MNOAHbIA MLLIOK C BOPCUHUATHIM
xopuoHom. Kapuorin: 47,XY+22

PernpogyKisHa eHgoKpuHoOIOrISA
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PucyHok 2A. Hepa3siBatoLuasca MaTouHas 6epemeHHOCTb
6 HeZl. (recTaLMOHHbIiA BO3pacT 8 Hep), SMOPHOH (+)
KopoTKie 11 AMHHble BACKYNAPU3IPOBaHHbIe
Pa3BeTBNEHHble NepBUYHbIE BOPCUHDI; BTOPUUHbIE

I TPETUYHbIE BOPCUHbI MOKPBITBI KAETKamu
CHuMTOTPOGo6NacTa. Kapuoun: 92, XXXX

PucyHok 2b. Hepa3BuBaloLLasca MaTouHas 6epeMeHHOCTb
6 HeZ. (recTaLMOHHbIIA BO3pacT 9 Hep.), SMOPHOH (+)
Mopdonoruuecku HopmanbHble pa3BeTBeHHblE
BaCKyNAPU3MPOBAHHbIE NEPBIUHbIE, BTOPUUHbIE I
TPETUYHbIE BOPCUHI C 0bLLINM KOMUYECTBOM KNEToK
cuHuuTioTpohobnacta. Kapuorun: 46,XY

Pucynok 2B. Hepa3BuBaloLLasca MaTouHas 6epeMeHHOCTb
7 Hefl. (recTaLMOHHbIil CPOK 9 Hef,), SMOPUOH (+)

Ha xopuanbHoii 060n0uKe BopcuHbl TpododnacTa
HOPMaNbHOi Moponoruu. Kapuotun: 47, XX4-16

PucyHok 3A. Hepa3suBatoLuasca MaTouHas 6epemeHHOCTb
B CPOKe 7 Hefl. (FecTaLoHHblid BO3pacT 8 Hea.),
aHIMOpUOHMA

OTeyHble TpeTUYHble BOPCHHbI BOKaN0BUAHOI (OPMbI C
TUAATUIOMONBHbBIM Nepepox aeHiem. kapuotun: 47, XX413

PucyHok 3b. HepasguBatoLanca matouHas
bepemeHHOCTb B CPOKe 8 He. (recTaLoHHbIl BO3pacT
11 Hep.), 5M6puoH (+)

06pbIBKIA 0UeHb ATMHHBIX «/IbICbIX» NEPBUYHbIX BOPCUH

C eAMHNYHBIMYU KNETKaMV CUHLMTUOTPOGOONACTA Ha
BTOPUYHbIX BOPCUHAX, MECTaMIA C MAAATUAOMOMbHBIM
NepepoxaeH/em B BIASE «IblO0K» Ha TPETUUHbIX BOPCUHAX.
Kapuotun: 45,X

PucyHok 3B. Hepa3BuBaloLLasca MaTouHas 6epeMeHHOCTb
B CPOKe 5 Hep. (FecTaLjMoHHb Il BO3pacT 7 Hep.),
aHIMOPUOHNA

Ha xopHanbHoiA NnacTHKe oTeuHbie BOPCAHbI C BbIPAXEHHbIM
TAAATVAOMONBHbIM NEPEPOKACHIEM 1 eMHIAUHBIMU KNeTKaMI
CHHMTIOTPOGO6NaCTa. Kapuotin: 46,XY
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PucyHok 3I. Hepa3uBatoLLadca MaTouHas GepemMeHHoCTb
B CPOKe 5 Hefl. (FecTaLoHHbIid BO3pacT 7 Hea.),
aHIMOpUOHMA

Pa3BeTBeHHbIe NepBUYHbIe 1 BTOPUUHbIE BOPCUHDI, Ha
TPETUYHbIX UMEIOTCA MHOXECTBEHHbIE YINOTHEHIA B Buze
«ropoLumHy. Kapuotun: 45,X

Pucynok 3[1. Hepa3BuBatLLasca MatouHas
bepeMeHHOCTb B cpoke 9 Hep. (recTaumoHHbIi Bo3pacT
11 Hea.), 5M6puoH (+)

Pa3BeTBeHHbIe BOPCYHbI € TOTaNlbHbIM MAATAAOMONbHbIM
nepepoxaeHem B Bie rpo3aelt My3blpelt Ha TpeTHYHbIX
BopcuHax. Kapuotun: 69,XXX

PucyHok 4A. 06pbIBKM BopcuH Tpodobnacta

Pucynok 4b. [leungyanbHas TkaHb C aMHUOTIYECKON
0607104K0iA

WWW.REPRODUCT-ENDO.COM.UA / WWW.REPRODUCT-ENDO.COM N@ 5(55)/nn
I

BATITHICTb TA MOJIOT I

npoBefeH aHann3 NPUYMNH NPU Heygayax
KapmvoTUNUPOBaHMNA MPOAYKTOB KOHLIeN-
Lun Npy 3amepLuen bepeMeHHOCTU.

OnpepgeneHne 3HaYMMOCTU Pa3NNUUN
rpynn NpoBOANIOCH C UCMONb30BaHNEM
mMeToAa yrnoBoro npeobpasosaHusa Ou-
wepa. MpoBepKy HyneBbIXx CTaTUCTUYe-
CKUX TMNoTe3 OCyLeCTBAAN Ha YPOBHE
3HaunmocTun p < 0,05.

PE3YNbTATbl NCCJIEAOBAHUA

N UX ObCYXXOEHUE

d¢pPpeKTBHOCTL KapNoOTUNNPOBaHNA

Kapnotun HB 6bin nonyueH B 2020
(94,1%) cnyuaes, B T. 4. B 2002 (95,3%) no-
cfle VIHCTPYMEeHTanbHOW peBr3nM MNono-
cTn mMaTKku, B 15 (68,1%) nocne CnoHTaH-
HOW 3KCNyNbCUM NIIOAHOTO AL Y TONIbKO
B 3 (12,5%) obpa3uax nocne megnkameH-
TO3HOro abopta. B ocTanbHbIX Ciydasx
nocne MegnMkaMeHTO3HOro npepbiBaHUsA
6GepemMeHHOCT! B MpenapaTtax OTMeua-
NOCb MOYTY NOMHOE OTCYTCTBME MUTO30B,
He nognexalmx aHanumsy. Yto kacaetcs
BpeMeHHOro ¢paktopa, To KapuoTun npo-
ZyKTa KoHUenuumn 6bin1 nonyyeH B 1913
(98,5%) 13 1942 obpa3uos HB, nocTynus-
WKX B nepBble 1-2 4 nocne nonyyeHms
MaTepuana, B 96 (54,2%) n3 177 obpas-
LIOB, NPUBE3EHHbIX B NepBble CyTKK, B 11
(61,1%) n3 18 obpasuos HB, npuBesen-
HbIX [jO 2 CYTOK, M H/ B OIHOM 113 9 06pa3-
LIOB, IOCTaBJ/IEHHbIX NOCse 2 CYTOK.

Yto KacaeTca ycnoBu TpaHCMOPTU-
POBKM, TO yAanocb MOfyYnTb KapmoTumn
B 1760 (94,7%) ob6pasuax Hb, noctaBnex-
HbIX 13 OMepaLVoOHHON B HaTypasibHOM,
«cyxom» Bufe, B 236 (95,1%) obpasuax,
TPaHCMOPTUPOBAHHbIX B pacTBOpe XeHK-
ca, n 24 (60%) — B $u3MONornyecKkom
pacTBope.

B wnccnepoBaHMsAX No gaHHOW Teme,
nposeneHHbIXx nocne 2000 r. (Tabn. 1),
MOXHO OTMETUTb pa3bpoc 3ddeKTnB-
HOCTM KapUOTUMUPOBAHMA 3aMepLUnX
6epemeHHoCTen oT 75% (B. Wang, 2014)
8o 94% (S. Subramaniyam, 2014). 310
00BbACHAETCA, B NEPBYIO oYepeab, MeTo-
JOM MOMyYeHNA KapuoTuna: npu Kynb-
TUBMPOBAHMM  BOPCUH  TpodobnacTa
fonsa Heyfay 6bina Bbllle, YeM Npu Npu-
MEHeHUN Npamoro metoaa. Mpu 3Tom B
nccnegosaHun A. Soler (2017), nomumo
npAmMoro meTofa, B 54% cnyyaes NpoBo-
LAVNOCh TaKXKe ANINTENbHOE KYNbTUBUPO-
BaHMe obpa3uoB TpopobnacTa. C yenbio
noBblWweHnss 3pPeKTUBHOCTN KapuoTu-
NMMPOBaHNA N YMEHbLUEHNA KOHTaMMHa-

UMM MaTtepuHcKUMn Knetkamu B 1002
(89,5%) cnyuaax matepuan TpodobnacTa
Obl1 MOJTYYeH C MOMOLLbIO TPAHCLEPBU-
KanbHOM 6Guoncun XopuoHa, KoTopas
BbINOJIHANACb HEMOCPEACTBEHHO MNepes
WHCTPYMEHTaNbHOWM 3BaKyauuen cogep-
KMMOTO MONOCTN MaTKM [22].

B nyb6nukauusax JI. Muaun (2018) un
M. Tkau (2019) npoueHT Heyfay KapmnoTu-
NUPOBaHNA NPOAYKTa KoHuenumn Hb He
yKasaH [13, 21].

o Hawemy MHeHWo, BbICOKUI MOKa-
3atenb 3P EeKTMBHOCTM KapuoTUnmMpo-
BaHMA BOpCMH Tpodobnacta npu Hb B
HallemM WCCNefoBaHUM OblT JOCTUTHYT
B TOM uucne u 6narogapa npeasapu-
TENbHOW MaKpPOCKOMMUYECKON OLeHKe
npoAyKTa KoHLenumn € TlaTtenbHbIM OT-
60pPOM BOPCUH, NPUTOAHbIX ANA LuUTore-
HETNYECKOro NCCneaoBaHus.

Pe3ynbTatbl KapUOTUNNPOBaHUA

B Hawem nccnepoBaHum XA BblsiBNEHbI
B 56,5% cnyyaax Hb n B 5,4% cnyyaax MA.

MNonyyeHHOe pacnpepeneHue ygenb-
Horo Beca u Tunos XI1 cpean HB n MA
npencTaBieHo B Tabnuue 2.

AyTOCOMHblE TPUCOMUK  COCTaBUIN
51% ot Bceinn X[ 3ameplumx 6epemeH-
HocTen 1 48,2% ot Bcen XI1 cpean MA;
Tpunnongumn coctasunn 17,8% un 15,3%
B rpynnax Hb n MA cooTBeTCTBEHHO;
TeTpannongumn — 8,67% n 12,9%; moHo-
comna X — 12,9% un 10,6%; CTPyKTYpHble
nepectponku — 5,5% un 10,6% cooTseT-
CTBEHHO. [10CTOBEPHbIX OTAMYMA MO
yaenbHomy Becy pasnuuHon XIT mexay
rpynnamu Hb 1 MA He o6Hapy»KeHo.

AyTOCOMHbIe Tpucomun

Kak ykasaHo Bbiwe, cpegn Bcex XA,
ob6Hapy»KeHHbIX B MaTepuane HBb n MA,
B HalleM MCCNefoBaHWM Yalle BCTpe-
Yanncb ayToCOoMHble Tpucomun (51% wn
48,2% COOTBETCTBEHHO), Cpean KOTO-
pbix Npeobnaganu Tpucomun 13, 15, 16,
18, 21, 22 xpomocom (34% oT Bcex Tpu-
comuin). Mpu 3TOoM Gonblue BCero 6bis1o
Tpucomun no 16, 22 n 15 xpomocome
(18%, 5,6%, 4,8% COOTBETCTBEHHO), KO-
TOpble B COBOKYMHOCTWU cocTaBunn 326
(28,4%) cnyuaes. B 10 e Bpema Haunbo-
flee 4acTo BCTpevaloLwmecs cpegmn HOBO-
poXaeHHbIX Tprcomnn 13, 18, 21 xpomo-
com cpeaun HB 6binn oTmeveHbl B 2,28%,
1,2%, 2,36% cnyyaeB XI1 cooTBeTCTBEH-
HO, COCTaBUB B COBOKYMHOCTU 67 (5,84%)
cnyJaeB. Takum 06pa3om, Cpean PaHHUX
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Tabnuua 1. PacnpocTpaHeHHOCTb 1 TUMbI XpOMOCOMHbIX abeppainii cpeav HB no aHHbIM LUTOTeHETUYECKOrO aHanw3a: pe3ybTaTbl UCCNen0BaHMiL, onybnukoBankble nocne 2000,

Tl (pOMOCOMHbIX aGeppa J. Mze[;loaSsha, B. Szgﬁa]rer, B.Z\l(\]lizg, S. Subr;(r)qinlyam, R.2R0u156$o, A.2 ?)t;l;r, Thz.gﬁl;s, ﬂgg{lgn Mzgﬁagq H. BepgggBBenﬂH,
Yucno cnyyaes, n 2180 4189 5457 1502 1021 1119 884 1000 760 2146
He nonyueH pe3ynbrar, n (%) 260(12)  828(20) 1363 (25) 97 (6) 166 (16) 1011 (10) 0 0 0 126 (6)
HopmanbHblii kapuotun, n (%) 821(43) 1627 (48) 2224 (54) 553 (37) 425 (50) 300(30)  516(58) 499 (50) 461 (61) 878 (44)
Matonorua, n (%) 1099 (57) 1734 (52) 1872 (46) 949 (63) 430(50)  711(70) 368 (42) 501(50) 299 (34) 1142 (56)
MoHocomus X, n (%) 9% (9) 186 (10) 243 (13) 90 (10) 60 (14) 740100 61(17)  38(8) 63 (21) 147 (13)
AyTocomHaa MoHocomus, n (%) 13(1) 13(1) 6(0,6) 5(1) 6 (1) 3(1) 4(0,35%)
Mo3anuad aHeynnonans, n (%) 4(1) 74 (4) 8(13)
Tpucomns, n (%) 721(66) 1074 (58) 1236 (66) 616 (65) 258 (60)  459(65)  232(63) 299(60) 143 (48) 583 (51)
Tounnouaua, n (%) 116(11)  223(12) 262 (14) 103 (11) 91(21) 93(13)  65(18)  74(15)  78(20) 203(18)
Terpannouaua, n (%) 18(2) 55(3) 75 (4) 22(2) 9(2) 10(1) 4(1) 10(2) 9(3) 99 (9)
Monunnonaus, n (%) 152 (14)  278(15) 100 (23) 110 (22) 302 (26)
(TpyKTypHble aHomanuu, n (%) 46 (4) 135(7) HeT JaHHbIX 32(3) Hetmankblx — 31(4) 6(2) 15(7)  Her nanHbix 63 (6)
MHoxecTBeHble aHeynnowan, n (%) 67 (6) 57 (3) HeT ZaHHbIX 6(0,6) 2(0,5) 29 (4) 19(4)  Her nanHbix 57 (5)

penpoayKTMBHbIX NOTepb perynsapHble Tpucomumn 15, 16, 22
XPOMOCOM BCTpeyanuch B 4,8 pas valle, yem Tpycomum no 13,
18, 21 xpomocomam.

CxopHana CTpyKTypa pacnpegeneHnsa ayToCOMHbIX TPUCOMUM
OoTMeueHa 1 B Apyrux nccnegosaHnax. OgHako B McciegoBaHNN
S. Subramaniyam (2014) cooTHoLLEHME BbilLeyKa3aHHbIX TPUCO-
mMuia coctasuno 3:1, a B uccnegosanum A. Soler (2017) - 2:1.

MprmeyuatenbHo, uto cpeam MA B Hawwem nccnefoBaHUN Co-
OTHOLLEHME ayTOCOMHbIX Tprcomun 15, 16, 22 1 13, 18, 21 xpo-
MoOcCOM cocTaBuiio Bcero 1,3:1 3a cyeT 3HaumTeslbHO Gorbluei
[Onn MeHee neTanbHbIX Tpucomunin 13, 18, 21 xpomocom, cocTa-
BMBLUKX 15,3% oT Bcel XM npoTus 5,84% cpepmn HB (p < 0,01).

AyTOCOMHbIe TPUCOMUU BbIIM TaKKe Hanboree YacTol Haxopa-
kon cpegun HB 1, no gaHHbIM Apyrx aBTOPOB, UX AONA B CTPYK-
Type Bcen X[ Bapbmposana ot 48 0o 66% [8, 13, 18, 21-26].

B uccneposaHum W. Tkau (2019) HU3KWIA MPOLIEHT Kak 0bHa-
PY>eHHbIX ayTOCOMHbIX Tprcommun (48%), Tak n Bcex XA (34%)
00BbACHAETCA TeM, UTO CTaHZAPTHOE KapuoTUMMPOBaHWE C
anddepeHymanbHon G-oKpackon 6bl1o0 NpoBefeHO BCEro B
136 cnyuasx, a B oCcTanbHbIX 624 cnyyvaax ncrnonb3sosanca FiSH
MeTOA C 30HAAaMU TONbKO A71A CaMbIX PAClPOCTPAHEHHbIX aHe-
ynnouaun (13, 15, 16, 18, 21, X 1 Y xpomocom), B CBA3M C Yem
JonA TPUCOMUI OKasanacb 3HaYUTENbHO MeHblUe, YeM B UC-
cnefoBaHUAX apyrux aBTopos [21].

PaHee cuntanocb, uto Tpucomnn 1 n 19 XpOMOCOM He COBMe-
CTUMBbI C MOCTUMMJIAHTALNOHHbIM pa3Butrem [27]. B xoge Halwue-
ro MHOrOJIETHEro NCCNefoBaHMA ObINOo BbIABEHO 4 CllyYas Tpu-
comum 1 1 ogmH ciydam Tpucomnn 19. PerynapHasa Tpncommsa
1 6bina BblfABNEHa B ABYX C/lyYasX, elle B BYX — MO3anyHas. B
crnyyvae Tpucomum 1 6epemMeHHOCTY 3aMmpani B Cpoke 5-8 Hep,,
anpu tpucomun 19 — go 11 Hep. B uccnegoBaHmAx apyrmx aBTo-
POB pefKre TPUCOMUY CpeAn 3amepLunx bepemeHHocTel | Tpu-
MecTpa BapbupoBanu oT 4 Ao 31%, HO B 3TUX BbIGOpKax He b0
BbIAAB/IEHO CrlyyaeB Tpucomnn 1 1 19, 3a ncknioyeHvem 1 cnyyas
B uccnegoBaHuy B. Wang (2014) ¢ Bbibopkoli B 5457 obpasLioB
HB n nccneposanun J1. Munun (2017) [8, 13, 18, 21-26].

B maTtepuane npoayktos KoHuenuun MA B Hawem nccnego-
BaHUW JONA pedkux Tpucommun coctasuna 12,9%, cpegn Koto-
pblX He BCTpeyvanucb Hanbonee pegkue Tpucomum 1,2, 3, 4,9,
19 xpomocom.
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MHo>KecTBEeHHbIe Tpucomumn

CornacHo pesynbrataMm Hallero NccnefoBaHusA, JONA TPUCO-
mun B cTpykType XIN HB coctaBuna 51%. U3 H1MX MHOXeCTBeH-
Hble TPUcoMUK BbisiBMEHbI B 36 cnyyasx (3,2% ot Bcewn XIM): 34
cny4yan coCTaBuan ABONHble Tpucomum (94%); no ogHOMy Ciy-
vato c Tpems (49, XY+4+7+11) n uetbipbma (50, XX+8+11+12+17)
JOMNOJSTHUTENBHBIMU XPOMOCOMaMU; TMNEPTPUMIOUANN C OBON-
HbIMW TPUCOMUAMM OTMEYaNUCb B 2 Cilyyasx, Mpu 3Tom Obinuv
BOBeYeHbl XpomMocomsbl 2, 9, 20, 21. B rpynne MA BbisBneHo 3
cny4yan MHOXKeCTBEeHHbIX Tpucomun (2,54% ot scen XIM). Cneay-
€T TaKkXKe OTMETUTb, UTO NPaKTUYECKN BO BCEX CITyYanaX ABONHbIX
TPUCOMWIA B @aHaMHe3e Y NnauneHToK umenucb 1 n bonee camo-
MPOW3BOJIbHBIX NpPepblBaHUA GepemeHHoCTH (34 13 36 cnyda-
eB). B 5 cnyvasix npeapiaywme HB Obiniv KapuoTUNUPOBaHbI 1
XA o6Hapy»eHbl B 2 13 HUX (T16 1 T21).

CpenHunin BO3pacT »KeHLMH C ABOWNHbIMN TPUCOMUAMM COCTa-
BUn 33,7 neT, C OfMHOUYHbIMU Tpucommamm — 29,9 net (pasHuua
HepgocToBepHa). CpeHui CPOK rmbeny smMmoproHa Npu MHOXe-
CTBEHHbIX TPMCOMMAX COCTaBWA 6 Hef., NPU OANHOYHbIX TPUCO-
MUAX — 6,9 Hef. (pa3HUUa HeocToBepHa). [lons aHaMOproHNIA
cpeam MHOXeCTBEHHbIX Tpucomun coctasuna 30,5% (11/36).
Mpy 3TOM aH3MOPMOHUN NPY OAMHOYHBIX TPUCOMUAX COCTaB-
naT 26% (pasHuLUa He[OCTOBEPHA).

Hamn npoaHann3npoBaHbl BCTPEYaEeMOCTb Kax Ao 13 Xpo-
MOCOM B IBOVIHbIX N MHOXXECTBEHHbIX TPMCOMUAX 1 BapUaHTbI
NX CoYeTaHnA B HanbonbLen rpynne cpean 3amepLumnx bepe-
MeHHoCTel. Hanbonee yacTo B BOVIHbIE TPUCOMUY BOBNEKA-
N1Cb Xpomocombl 16, 15, 7, 18 (B nopsaake yobiBaHus) (puc. 6).
Mbl ycTaHOBMAK, 4YTO M3 24 XPOMOCOM reHOMa MHOXeCTBEH-
HbIX TPMCOMUI Y MAOAA, KOTOPble CaMOMpPOK3BOJIbHO abop-
TUpOBanuch B | TpumecTpe, He 06pa3oBaNUCh C XPOMOCOMa-
mu 2, 19, Y. B nybnukauumn J. Menasha et al. (2005) [8] Takumu
xpomocomamu 6binn 1, 3, 11, 17, 19; Takum o6pa3om, noka
ele He HaiAeHbl MHOXKeCTBEHHble TPMCOMUM Npu yyacTum 19
XPOMOCOMBbI.

[lBOMHbIe TPUCOMUN CPEAN KapnOTUMMPOBAHHbBIX NPOAYK-
ToB KoHuenuun (CA/HB), no gaHHbIM MMPOBOW NUTEpPaTypPbI
3a nocnegHve nonBeka, BCTpeyvatoTca ¢ yactotor ot 0,21 go
2,8% [28-43]. MHOXeCTBEHHbIe TPUCOMUKN BCTPEYAITCA eLle
pexe. Co BpeMeHU MmepBoW Mybnukauuy ciyvasi fBOWHOM
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Tabnuua 2. YnenbHblit Bec pazninutoit XM npu HB v cpegn MA [ tpumectpa, % (abc. u.)
XpomocomHad natonorna  HepasuBatowmeca bepemeHHoctir, 5—13 He.  MeanumHckme aboptbl, 5-11 Hea. 1,55%
Tpncomua 1 0,35 (4/1142) -
Tpucomma 2 14(12/1142) -
Tpucomns 3 0,79 (9/1142) -
Tpucomna 4 0,96 (11/1142) =
Tpucomus 5 1,05 (12/1142) 1,18(1/85) 0t 1 5o 4 cnyvaes
Tpvcomma 6 0,43 (5/1142) 1,18 (1/85)
Tpucomma 7 0,61(7/1142) 1,18 (1/85) 5.5%
Tpucomma 8 1 75 (20/1142) 2,35(2/85)
Tpncomna 9 14 (13/1142) -
Tpucomua 10 (16/1 42) 3,5(3/85)
Tpucomus 11 088 (10/1142) 2,35(2/85)
Toucomua 12 3(15/1142) 4.7 (4/85)
Tpucomnd 13 2,28 (26/1142) 4,7 (4/85) 077 5o 9 cnyyaes
Toucomua 14 245 (28/1142)
Toucomma 15 48 (55/1142) 4,7 (4/85) 13,9%
Tpucomud 16 18,1(207/1142) 9,4 (8/85)
Tpucomma 17 0,7 (8/1142) 2,35(2/85)
Tpucomns 18 1,2 (14/1142) 4,7 (4/85) 12,74 75,79, T12,T18
Tpucomus 19 0,087 (1/1142) -
Tpucomua 20 1,66 (19/1142) 18(1/85)
Tpucomuna 21 2,36 (27/1142) 5 88 (5/85)
Towcomna 22 5,6 (64/1142) 18(1/85) 0r124015 cnysaes
Bce ayTocomHble TpUcoMuM 51(583/1142) 48,2 (41/85)
Monucom X 061 (7/1142) 18(1/89) 93%
Motocomus X 12,9 (147/1142) 10,6 (9/85)
MoHocomun aytocom (45,XY-21) 0,35 (4/1142)
(TpyKTypHble NepecTpoiikiA 55 (63/1142) 10,6 (5/85)
Tounnonguu 16,7 (191/1142) 15,3 (13/85) 18,10, 120
I 0,96 (11/1142) -
Terpannouguu 7.8 (89/1142) 12,9 (11/85)
lunepreTpannonauy 088 (10/1142) -
MHOXECTBEHHbIE TPUCOMIM 3,2(36/112) 3,53 (3/85) 0717 50 20 cnyvaes
Bea X 56, 5 (1142/2020) 5,4 (85/1572)
HopmanbHblit KapuoTur 43,5 (878/2020) 94,6% (1487/1572) PucyHok 5. flona peaux AYTOCOMHBIX TPUCOMMUIA
25 %
20
20
15
10 9,09 9,09 -
5,45 5,45 5,45 545 545
3,63 3,63 3,63 3,63 3,63 3,63
1,81 1,81 1,81 1,81 1,81 1,81
, 1 ° mmn I I I
1 2 3 4 5 6 7
Xpomocomm

PucyHok 6. [lond Bknaza pasHblx XpOMOCOM B CTPYKTYPY MHOXECTBEHHbIX TPUCOMMIA CPeam 3amepLuux 6epemeHHocTel | TpumecTpa
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Tpucomnn [11] B MmnpoBomn nutepaTty-
pe onncaHo Bcero 456 HabnwogeHun (B
OTeYeCTBEHHOWN nuTepaType NoAoOHbIX
OTAENbHbIX NybnuKaumn npexge He
6b1510) [25, 26, 43-46].

Pa3nnuHble nccnegosatenu, n3yyas-
Wwue 3Ty naTosiorvMi, OTMETUAM, UTO
[OBOWHbIE M MHOXECTBEHHble TPMUCO-
MUK accouumpyioT ¢ bonee cTapwum
BO3pPacTOM MaTepu MO CPaBHEHUIO C
perynapHbIM/ TPUCOMMUAMU NO OAHOW
XpPOMOCOME, aH3MOpUOHKEN n Mop-
donornyeckmumun gedektamm smbpuo-
HOB no pe3ynbtaTam ¥3U n 6onee paH-
HUM CPOKOM PenpPOaYKTUBHbIX NOTEPb
[47].

CpenHuii recTaliMOHHbIN CPOK Npu Mo-
Tepe 6epeMeHHOCTM, OTMeYEHHbI Npwu
[ABOWHbIX/MHOMXECTBEHHbIX TPUCOMUAX,
3HaUYUTENIbHO MEHbLLE, YeM B OMUCAHHbIX
cnyyaax TPUCOMUIN MO OJHOW XPOMO-
come [42]. OpgHaKo y XMBOPOXKAEHHbIX
6bI10 06HAPY>KEHO HECKOJNIbKO CllyyaeB
OBOWHbIX TPMCOMMI, BOBNEKAIOLLMX XPO-
Mocombl 8,13, 18,21, X nY, uto o3HayvaeT,
YTO NeTasibHOCTb aHOMaNuM 3aBUCUT OT
TOro, Kakne NMMEeHHO XPOMOCOMbI BOBJIe-
YeHbl B aHeynionguio.

B OBOWMHble TpMcomun BOBMEKalTCA
noyTn BCe XPOMOCOMbI. 1pn 3TOM Hau-
6onee yacTo B nopsAgKe yobiBaHuA — 21,
16, X, 22, 18, 13, 15 XpOMOCOMbI, KOTO-
pble COYEeTalTCA B Pa3fNYHbIX KOMOU-
Hauusx. B nybnukaumax nocnegHux net
6bINI0 ONMCAHO HECKONbKO HOBbIX KOM-
GMHaUNIN ABOWHbIX Tprcomuii [47]. B To
e Bpems HuKorga eule He Gbian onu-
CaHbl ABOWMHbIE N MHOXECTBEHHbIe TpU-
coMumn ¢ BoBrieyeHnem 19 XpomMocomsl,
KOoTopaA U B perynapHbiX OAUHOYHbIX
TpUCOMUSIX ABNSETCA Haubonee peKkomn
aHeynnovgmnen.

Tounnovgun v TeTpaniongun

Jona Bcex oBGHapy»KeHHbIX TPUMNIoun-
ann B cTpyktype XI1 coctaBuna 17,8%
(203/1142), npvi 3TOM 6b1510 BbIABIEHO 11
cnyyaes runepnnouvgun (70,XXX, 70,XXY,
71,XXX), KoTopble coctaBunu 5,4% ot
Bcex Tpunnonguin n 0,96% ot Bcen X[, a
TaKXe BbIIBIEH OAVH C/lyyail rMnonso-
noun (68,XX). Tmnepnnongmun BKNOYa-
NN coyeTaHue ¢ Tpucomuamu no 9, 10,
12 1 20 xpomocomam, a Takxke 2 cjy4yas
B COYeTaHMM C [BOWNHOW TPUCOMUEN
(71, XXX+2+21; 71,XXX+9+20).

CTpyKkTypa Tpunnouauin 6bina npep-
CTaB/eHa creayoLwmnm o6pasom: 69, XXX —
70 (36,6%), 69,XXY - 107 (56%) n 69,XYY —
15 (7,5%) cnyyaeB. B 6onbluMHCTBE
cnyyaes  TPUMNAOMAUKA,  HeE3aBUCMMO
OT HanMuma XpPomocombl Y B MpPOAyKTe
KoHuenuuu HB, Habnoaanack rugatuao-
MonbHaA (MoOnApHaA) CTPYKTypa LUTO-
TpodobnacTa.

B wuccneposaHmAax Apyrux aBTOPOB,
npeacTaBeHHbIX B Tabnuue 1, gona Tpu-
nnovaunn B cTpyktype scein XN Bapbrpo-
Bana ot 11 no 26%. Tem He MeHee, B Ha-
LIeM UCCNIeloBaHWM Yalle Habnoaanmcb
AnaHgpoungHble Tpunnongumn 69,XYY.

Obpalaetr Ha cebs BHMMaHMEe pas-
inYMe 4acToTbl BCTPEYaeMoCTU Tpu-
nnovgnun npu HB B 3aBucmmoctn ot
MaTepUHCKOro Bo3pacta: 44% B rpynne
>KeHWmH fo 20 net no cpaBHeHUto ¢ 8%
y XeHwuH nocne 40 net (p < 0,01). Uc-
XO4A 13 3TOro, puck nmetb Hb B nepsom
TpumecTpe C TPMNIoNZueENn NoBbILWeH B 9
pa3 AnA KeHWWH B Bo3pacte ao 20 net
(oTHOCUTENbHBbIN puck 9,43, 95% pose-
puUTenbHbIN  MHTepBan 2,992-29,709),
yto ABnseTcs obpaTHO nponopumo-
HaNbHbIM accoumaL M BbICOKOTO pUcKa
pAfa ayTOCOMHbIX TPUCOMUIN C yBenu-
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YeHMEeM MaTepPMHCKOro BoO3pacTa (puc.
7). Takaa ocobeHHOCTb 6ofiee yacToro
BO3HUKHOBEHUA TPUMIOUAWWA Y MOJIO-
AbIX MALUMEHTOK BrepBble Oblla onvcaHa
Hamu B 2017 1. [20], u TaKXe OoTMeyeHa B
nccneposaHum A. Soler (2017). YuntbiBasn
TO, UTO B HalleM WUCCIefoBaHUN Cylue-
CTBEHHO Npeobnagany AWaHAPOWAHble
TpunaouanMM, Ha Haw B3rNAg, accouu-
auMAa MOMOJOro BO3pPacTa *KEHWMWHbI C
NOBbILLIEHHOWN YaCTOTON BO3HMKHOBEHUSA
TpUNAOUANA NPX 3a4aTUN MOXKET 00b-
ACHATbCA CKOpee MOoNofblM BO3pPacToM
napTHepa 1 BbICOKOW YaCTOTOM NMOSIOBbIX
aKTOB, BO3MOHO, CMOCOOHbIX MOBU-
ATb Ha OnpeAeneHHbIe XapaKTePUCTUKN
cnepmaTto3omngoBs. Ho 31a runotesa Tpe-
6yeT oTAENbHOro NCCNefoBaHNA.

Tetpannovgun B rpynne HB coctasu-
mm 8,7% ot Bcen XI. MNpwn 3tom runep-
TeTpannonaun BbiABneHbl B 10 cryyasx
(0,88%). Mo paHHbLIM APYrUX aBTOPOB, MX
[JoNnA 3HauMTenbHO BapbupoBana oT 1
0o 9%. lMpn MaKkpoCKONMUYECKON OLEHKe
NPOAYKTOB KOHLENUMY C TeTpanionanei
B 37,4% Habnioganacb rugatMaomMosibHasn
CTPYKTYpPa BTOPUYHBIX 1 TPETUYHbBIX BOP-
CVH TpodobnacTa. B otnmume ot Tpuno-
NMOWA, HAMX He OTMeYeHa 3aBUCUMOCTb
YacToTbl BO3HUKHOBEHUA TeTpanionguni
OT MaTepPUHCKOro Bo3pacTa.

MoHocomun

B cTpyKkType o6HapyxeHHbix X[ cpean
HB moHocomumn coctaBunu 13,25% (13
HMX MOHOCOMUM XPOMOCOMbI X — 12,9%
 ayTOCOMHble MOHocomum — 0,35%), B TO
BpemsA Kak cpeamn MA BcTpeyvanacb Tosb-
KO MoHOcoMuA X, fONA KOTOPOW COCTa-
Buna 10,6%. Mo AaHHbIM Jpyrux mnccne-
JoBatenei, yaenbHbll BEC MOHOCOMUM X
B CTPyKType XA, oGHapyeHHbIX cpeamn
paHHMX PenpPOAYyKTUBHbIX NOTEPb, Bapb-
nposana ot 8 fo 17% [8, 13, 18, 21-26],
3a UCKNoYeHnem nccnegoBaHua WM. Tkau
(2019), roe mMoHocomma X cocTaBuna
21%, 4TO O0OBACHAETCA 3HAYUTENbHO
MeHbLUeln fofierl ayTOCOMHbIX TPUCOMUN
(48%) no cpaBHeHUIO C pesynbTaTamu
OpYrunx aBTOpoB.

Kak B Halem nccnegoBaHun, Tak U B
paboTax Apyrvux aBTopoB obpallyaeT Ha
cebs BHMMaHWe CXOAHbIN yAenbHbIN BEC
nonunaouaniA 1 MOHOCOMUN X B CTPYK-
Type XM HB | TpumecTpa, HecmoTpA Ha
3HAUMTENbHO 6O0JbLYIO BbIXXMBAEMOCTb
NnnogoB ¢ MoHocomuen X. ITOT ¢eHo-
MeH 3acTaBWil 06paTUTb BHUMaHKE Ha
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npoucxoxaeHve (MaTepuHCKoe unu oT-
LLOBCKOE) COXPaHEHHOW X-XpOMOCOMbI
npy 3amuMpaHuy GepeMeHHOCTU U© ee
nposioHrnpoBaHuun. B pabote A. Mathur
(1991) 6b110 NOKa3aHO, UTO CPean KNBO-
POXOEeHHbIX C CMHAPOMOM TepHepa co-
OTHOLUEHNE MATEPUHCKOM 1 OTLOBCKOM
X-xpomocom coctaBusno 2:1 [48].

Mpun 3tom M. Grande et al. (2017), nc-
cnepgoBaB Matepuan HB n nnopgos, po-
XuBWwKxX fo 20 Hepenu 6epeMeHHOCTH,
YCTaHOBUIM, YTO MpPUW 3aMUpaHun bepe-
MEHHOCTU MaTePUHCKasA 1 OTLOBCKasA X-
XPOMOCOMa BCTpeYatoTcs B OQUHAKOBOM
nponopuun, OgHaKo NpPW MPOSIOHTMPO-
BaHUN OepeMeHHOCTM MaTepuHcKaa X-
XpOMOcOMa BcTpeyanacb B 93% cnyya-

B [49]. Tem He meHee, bonee nosgHee
N MacwTtabHoe uccrnepoBaHue G. Font
(2019), BkntoumBLiee aHanu3 1605 cny-
yaeB MoHocomumn X M3 matepuana Hb,
nokasa’so, YTo coxpaHHasa X-Xxpomocoma
B 78% cnyyaeB 6bifia MaTePUHCKOro Npo-
NCXOXAeHWA. YunTbiBaa NpPOTUBOPEUM-
Bble pe3ynbTaTbl MCCIe[OBAHWIA, aBTOPbI
NPULLAK K BbIBOAY, YTO AaHHbIN BONPOC
TpebyeT fanbHerwero n3ydyeHus [50].

AyTOCOMHble MOHOCOMMM B HalleM KC-
cnepoBaHUM Obinn 0OHApPYKeHbI TONTbKO
B 4 cnyyaax Hb, Bce oHu 6binn npepcTas-
NeHbl MOHOCcoMMen no 21 Xpomocome.
AyTOCOMHbIE MOHOCOMUMN OTHOCATCA K
Hanbonee pegkMM HaxofKam, BblABAS-
embiM cpegn HbB, n, no gaHHbIM gpyrux
aBTOPOB, BCcTpeyanmcb ot 0 4o 1% [8, 13,
18, 21-26]. CornacHO CyMMapHbIM fnTe-
paTypHbIM AaHHbIM, HA MOHOCOMMIO ay-
TOCOM YenioBeKa NPUXOZUTCA NNLLb OKO-
no 0,9% Bcex HapyleHUrn KapuoTuna,
yto B 50 pa3 MeHblUe, YeM NPUXO[UTCA
Ha gonto Tpucomuu [51]. OnucaHo okono

BATITHICTb TA MOJIOT I

10 cnyyaeB MOHOCOMUN, KOTOpPblE Npeu-
MYLLeCTBEHHO 3aTparvnsany XpoOMOCOMbI
rpynnbl G [14].

MoHocomuna apyrvx ayTtocom — fB-
neHmne ncknoumntenobHoe [14]. Bmecte ¢
TemM y yenoBeka MOHOCOMMUA ayTOCOMbI
21 BCTpevaeTca He TONIbKO B MaTepua-
ne CA, HO 3aperncTpmpoBaHa 1 B NOCT-
HaTanbHOM nepuoge (Hanpumep, Npu
HapyLleHNN, N3BECTHOM KakK CUHAPOM
«aHTUMOHronn3ma») [14]. lonroe Bpe-
Ms B nuTepaType obcy»Kaanca Bonpoc
0 BO3MOXXHOM CYLLLeCTBOBAHWUM NMOJIHOM
MOHOCOMMUK 21 Y KNBOPOXKAEHHbIX Ae-
Ten [52, 53]. B HacTOALlee BpemA npu-
HATO CYMTaTb, YTO MOJIHAA MOHOCOMUA
21 BCTpeyaeTcAa TOJIbKO B matepuanax
CA unn npn mosanyHbix popmax 6o-
nesHun [54].

CnenyeT OTMETUTb, UYTO MOHOCOMUA
XPOMOCOMbI 21 cpeaun XNBOPOKAEHHbIX
BCTPEYaEeTCA UCKIOUMTENIbHO B MO3any-
Hon popme. OfHAKO M3BECTHbI OKOso 10
KMBOPOXAEHHbIX C perynapHon ¢op-
MO MOHOCOMUM 21, NOATBEPXKAEHHON
MoneKkynAapHbiMn Metogamn [55]. Mpwu
3TOM YTBEpPX[aTb, YTO B 3TUX C/lyyasax
OTCYTCTBOBaJ TKAaHEBOW MO3aunLM3M, He-
BO3MO>KHO.

Mo3anyHaa $opmMa MOHOCOMUUN XPO-
MOCOMbI 21 KpaliHe pefika, a perynapHble
dopmbl 310N XA He COBMECTMMbI C XKIN3-
Hbto [54, 56], Torga Kak TpMcoMmaA XpoMo-
CcOMbI 21, n3BecTHasA Kak cmHapom [layHa,
COBMeCTMMa C OTHOCUTESIbHOW JOnromn
NPOJOIKNUTENBHOCTbBIO KMU3HU [57].

HecooTBeTcTBME YAaCTOTbl MOHOCOMUN
N TPMCOMUU MO3BOSINIIO MPEANONOXKMNTD,
YTO y uesioBeKa rnbenb MOHOCOMUKOB
NPOVCXOANT Ha CaMbIX PaHHUX CTaguAx
pa3BuUTUs, Korga 6epeMeHHOCTb elle He

Tabnuua 3. BbisiBNIeHHbIE CTPYKTYpHbIE NepecTpoiikil y 3MOPUOHOB

CTpYKTYpHblE NepecTpoiiki

HecbanaHcupoBaHHbliA kapuotun
PobepTcoHoBCKme TpaHcoKaLwm (rob)
[lepuBaTHble xpomocombl (der)

Jlenetm (del)

Jlynnukauwm, B T. Y. uHBepTpoBaHHble (inv dup; dup)
KonbLieBble XpoMocombl, B T. u. AnLieHTpudeckad (dicr; r)
I30xpomocoma (i)
(6anaHc1poBaHHblii KapuoTun
PewnpokHble TpaHcoKaLwy (t, mos)
Wsepcun (inv)
(OparunbHble/noMKie CaiiTbl Xpomocom (fra)
Bcero CTpyKTypHbIX NepecTpoek
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C0OTHOLLIEHME CTPYKTYpPHbIX NEpecTpoek

Konnuectso ot Beeit X1 %
50 80,64
19 1,66
17 149
8 0,70
3 0,26
2 0,18
1 0,09
12 19,35

7(2) 0,61
4 0,35
1 0,09
62 543

AvarHoctmpyetcda, nmbo MHorve aHey-
NAOVANN rameTbl He Yy4YacTBYIOT B OMJIO-
potsopeHun [14].

Mpwn ynToreHeTnyeckom aHanmse 1498
CA yenoBeka nepBbIX BYX MecsLeB Oe-
PEMEHHOCTM MOHOCOMMUSA ayTOCOM bblna
HalgeHa NULWb B OAHOM CJly4yae, TO ecTb
ee vyacTtoTta coctaBuna 0,06% [14]. Takum
06pa3oM, MOXKHO MNPEANONIOKUTb, YTO
6GONbLUIMHCTBO SMOPUOHOB C MOHOCOMMU-
el 3aMnpatoT B NepUOA NMMIaHTaLnN.

CTPYKTYpHbIe nepecTponiku

B 62 (5,43%) cnyuyaax kapuotun HbB B
HalleM WCCNefoBaHUN cofepkan pas-
Hble TUMbl XPOMOCOMHbIX MepecTpoekK:
peunnpoKHble TpaHcokauum (t); gepu-
BaTHble XpOMOCOMblI (rob) Kak pe3ynbraT
pob6epTCOHOBCKON TPaHCIOKaLuu; iepu-
BaTHble XPOMOCOMbI (MPOV3BOAHbBIE) KaK
pe3ynbTaT peLnnpoKHOW TpaHCcIoKauum
(HecbanaHCMpPOBaHHbI  KapuoTun, ce-
MelHasA TpaHC/IoKauma, YyHacnefoBaH-
HaA oT maTepu (mat) nnm otua (pat)); ge-
neuwnn (del); nueepcuu (inv); aynankaumm
(dup), MHBepTUPOBaHHbIE AyNAMKALMK
(inv dup); KonbuLeBble XpoMocombl (r),
KONbLEBYIO ANLIEHTPUYECKYIO XPOMOCO-
My (dic r). BbiAaBneHHble CTPYKTYpHble ne-
pecTporiki y 3MOPUOHOB MpuBefeHbl B
Tabnuue 3. Jona HecbanaHCMPOBaAHHbIX
KaproTMMOB, NPU KOTOPbIX MPOW30LWI0
3amMupaHne HGepeMeHHOCTH, COoCTaBuna
80,65%. CoOTBeTCTBEHHO, OCTasbHble
19,35% CTPYKTYpPHbIX NepecTpoek npea-
CTaBfieHbl c6anaHCMPOBaAHHLIMUK Kapuro-
TMNamy (peuunpoKHble TpaHCIOKaLuy,
Be U3 KOTOPbIX VMENN MO3anNyHYyHo
$opMy B COYETAHMU C HOPMaJIbHbIM Ka-
pUOTUMOM, @ TakXe ABe, BO3HUKLWVe de
novo npv HOPMAJIbHOM KapuoTune Cy-
npy»eckow napbl) 1, NO-BUAMMOMY, He
ABASNNCD MPUUYNHON rMbenmn sM6prioHa.

Mpn HB 13 Bcex BblABAEHHbIX CTPYK-
TYPHbIX MepecTpoek B Hallem ucche-
JOBaHMM npeobnajanu pepuBaTHble
XPOMOCOMbI, KOTOpble 06pa3oBanncb B
pe3ynbraTe poOepPTCOHOBCKOWN TPaHCIIO-
Kauuu (rob) mexay akpoLeHTpUYecKumm
XPOMOCOMaMM, UX KONMYeCTBO COCTaBM-
no 19 (1,66%) ot Bcew XI1. Bce oHn nmenn
LOMONHUTENbHYIO XPOMOCOMY B Kapwuo-
TUne, T. €. 6blNN HecbanaHCUPOBaAHHbBIMU.
Hanbonee uacto BTAHYTON B pobepT-
COHOBCKYI0 TpaHC/IOKaLuMio OKasanucb
rob(13;14) — 5 cnyuvaes; rob(13;15) - 3
cnyuyas; rob(13;22) - 2 cnyuas; rob(21;22)
— 2 cnyyas; oCTanbHble — eAVIHUYHBbIE,
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Ewe 17 HB wmenun HecbanaHcmpo-
BaHHbIN KapuoTtun (der), yTo cocTaBuMIO
1,49% ot Bcen XI. Cemb 3M6pMOHOB
6bINIO BLIABIEHO Y CYMNpPY»KeCKoWn napbl,
B KOTOPOW OAWUH W3 poguTenen ABnAncA
HocuTenem cbanaHCMpOBaHHON peuu-
MPOKHOWM TpaHcnoKauuu, npeobnagas-
e y My>K4MH. B 6onblUMHCTBE CriyyaeB
6bInY 334eNCTBOBaHbI XPOMOCOMbI 4, 6,
8 1 9. [laHHble coveTaHuA CTPYKTYpPHOM
NepecTporKn y CYnpy»eckux nap ¢ Ka-
puUoTUNOM 3MOPUOHOB MprBefeHbl B
Tabnuue 4.

Y 8 KapuoTMnmpoBaHHbIX 3MOPUOHOB
(0,7% ot Bcen XI) 6o OO6HAPYKEHDI
fenetnpoBaHHble (del) yuvacTkm xpo-
MocoMm. B 7 cnyuasax (0,61% ot Bcen XI1)
ob6Hapy»KeHbl cHanaHCcMpoBaHHble pe-
LUUMPOKHbIe TpaHcnoKkauuu (t), npuyem
B 2 C/lyyasax — MO3anyHble B CcOYeTaHuun
C HOPMaJIbHbIM KapuvoTUMOM 3MOpPrOHa.
Yalwe Bcero 6binv 3aencTBOBaHbI 8,9 1
16 xpomocombl. B ogHoM cnyyae xeHwu-
Ha OKa3anacb HoCWUTeNbHULEeN cbanaH-
CYPOBAHHOM TpPaHCAOKaUnn, KOTOPYHO
yHacneposan 3mopuroH. Ewe 2 cnyuan
TpaHcnoKauuy umenn de novo BO3HUK-
LUYIO CTPYKTYPHYIO MepecTporKy, Kapro-
TUMbI CYMPYXXECKMX Nap B 060X Cyyasnx
6b1 HOpManbHbIMU.

BoiaBneHo 4 cnyvyasa nepuueHTpuye-
CKUX MHBepcui (inv), 4To COCTaBWIO
0,35% ot Bcen XI1. Yawe Bcero BcTpe-
yanacb WHBEpPCUA XPOMOCOMbI 9 - 3
cny4vas; Xpomocombl 1 — eAVHUYHbBIN
cnyyan. [llepuueHTpuyeckne unHBep-
CUN MPULEHTPOMEPHOrO reTepoxpo-
MaTMHa MPUHATO CUYMTaTb BapuMaHTOM
HOPMbI, OHW He [OMXHbl OKa3biBaTb Ka-
Koe-nnbo HeraTMBHOe BO3JEeNCTBUE Ha
OpraHusm.

BbiaeneH ogmH cnyyan HB ¢ nHeeptun-
poBaHHOI pynnuKaumen (inv dup) xpo-
MocoMbl 14, a Takxe 2 cnyyas dup(Y), uto
B Lieniom cocTtaBuno 0,26% ot Bcen XI1.
Takke Habn4anocb MO OAHOMY CIlyyato
dic r(13) 1 r(10) XPOMOCOMbI, YTO COCTa-
Buno 0,18% ot Bcen XI1. N3oxpomocoma
i(18) nmena mecTo B OAHOM Ciyyae —
0,09% ot Bceli XI1; fra(5) xpomocoma Tak-
e 6blfia 06Hapy»eHa B OAHOM Ciyyae —
0,09% ot Bcen XI1.

Cpenu 12 cnyyaeB CTPYKTYPHbIX nepe-
CTPOEK, COUYETaHHbIX y CYMNpYecKmx nap c
KapvoTmnom asmbpuroHa, 10 (83,3%) 6binu
06pa3oBaHbl B pe3ynbTaTe PeLunpoKHo
U pobepPTCOHOBCKOW TPaHCIOKaUumM y
opHoro mn3 pogutener (OQUH cnyyan pe-
LMNPOKHOW TPaHCIOKaLUMn yHacneioBaH
MOJMIHOCTbBIO); N TOMbKO 2 PEeuunpOKHble
TpaHcnokaumm (16,6%) 6binn obpasosa-
Hbl de NoVo NPV HOPMaNbHOM KapuoTune
CYrNpy»ecKou napbil.

Hannune y cynpyxeckol napbl reHe-
TUYecKn cOanaHCMpPOBaHHbIX XPOMO-
COMHbIX abeppaunin (pobepTcoHOBCKME
N PEeUMnpPOKHble TpaHCIOKaLuKM, WH-
cepunn, WHBEPCUN) MOXKET MNPUBECTU
K HapyLlleHUo NpoLeccoB crnapuBaHuA
romosioroB B npodpase mernosa U, Kak
cnepcTBme 3TOro, K 06pa3oBaHMO ra-
MEeT C HecbanaHCUPOBAHHBIMI XPOMO-
COMHbIMM  abeppaumamun  (oeneunamm
N JynavMKkaumsamm) 1 3UroT C YacTUYHOW
MOHO- WS TPUCOMUEN MO COOTBETCTBY-
oM yyactkam xpomocom (der). Ncxo-
[ 3 3TOr0, MOXXHO NMPEANONIOKNUTb, YTO
pobepTCOHOBCKME TpaHcoKauuu (rob),
JepuBaTHble XpoMocombl (der), geneunn
(del), pynnukaummn (dup) B KapuoTune
3MO6pPVIOHOB 6blIM  06pa3oBaHbl  3TUM
nyTem, TO eCTb YHacnefoBaHbl (HO He

Tabnuuia 4. Couetanue CTPYKTYPHOI NePeCTpoiiKkI y Cynpyeckux nap ¢ KapuoTunom SMOp1oHoB

Kapnotun xeHwwmHb Kapnotun my>cunHb
45,XX,rob(14;21)(q10;10) 46,XY
46,XX 45,XYrob(13;22)(q10;10)
46, XX,1(7,14)(p22,024.3) 46,XY
46,XX 46,XY1(2,9)(q14.2,p23)
46,XX 46,XY
46,XX,1(6;14)(q23;p11.2) 46,XY
46,XX,t(7;8)(q22,024) 46,XY
46,XX 46,XY
46,XX 46,XY1(4,12)(q27;p13)
46,XX 46,XY1(8;15)(p11.2,911.2)
46,XX 46,XY1(4;8)(q31;021)
46,XX 46,XY1(3;21)(p21,022)
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Kapuotun am6puona
46,XX,rob(14;21)(q10;q10)+21mat
46,XX,10b(13;22)(q10;q10)+22pat
46,XY.der(14)t(7,14) (p22,q24.3)mat

46,XX,der(9)t(2,9)(q14.2;p23)pat
46,XX,1(1;2)(p36.1;p15)
46,XY.der(6)t(6;14)(q23;p11.2)mat
46,XYt(7;8)(022,q24)mat
46,XYt(218)(a31,021)
46,XY der(4)t(4:12)(q27;p13)pat
46,XX,der(8)t(8;15)(p11.2,q11.2)pat
46,XX, der(4)t(4:8)(q31,021)pat
46,XY,der(3)t(3;21)(p21,q22) pat

NCKtoYeHbl cinyyan de novo). Yto Kaca-
eTCsA N30XPOMOCOM (i), TO 6ONbLINHCTBO
13 HUX BO3HUMKaeET de nhovo.

Cront otmeTuTb, 4uto peneuun (del)
AKPOLIEHTPUYECKUX XPOMOCOM  YacTo
NPUBOAAT K 0Opa3oBaHMI0 KOJbLEBbIX
XPOMOCOM, MO3TOMY OHU 00pa3oBaHbl
Takxe de novo.

YacToTa CTPYKTYPHbIX aHOManui cpe-
an HB B paboTax gpyrux aBTopos, npes-
CTaBNEHHbIX B Tabnuue 1, BapbupoBana
oT 2 fo 7%, npwn 3ToM Aona Hecbanak-
CMPOBaHHbIX CTPYKTYPHbIX MepecTpoek
coctaBuna ot 84 po 89%. B npepncras-
NEHHbIX MYy6GNVMKaUMAX aBTOpamMu, Kak
npaBuno, He YKa3blBanacb JONA yHacne-
[JOBaHHbIX CTPYKTYPHbIX MepecTpoeKk n
BO3HUKLLMX de novo.

B Hawem uccnepoBaHuu B maTepuane
MA cTpyKTypHble NepecTponKmn cocTaBu-
nn 10,6% ot Bcex oOHapy»eHHbIX XA (13
HUX 5 HecbanaHCMPOBaHHbIX 1 3 cOanaH-
CMPOBaHHbIX). 13 8 cnyyaeB CTPYKTYpPHbIX
nepectpoek cpean MA 6binm o6Hapyxe-
Hbl 3 HecbanaHCUPOBAHHbIX KApMOTUNA C
aeneuven (del) xpomocomsbl 5, xpomoco-
Mbl 10 1 xpomocombl 15. B 1 cnyyae 6bina
BblAB/IEHa fieprBaTHasA Xpomocoma (der)
8, 0bpa3oBaHHasA B pe3yrnbraTe TPAHCIO-
Kauum mexgy Xpomocomom 8 1 Xpomo-
COMOV HEWU3BECTHOIO MPOUCXOXKAEHNS,
KapuoTtun O6bil JOMONIHEH TPUCOMUEN
Xpomocombl 22. Ewe 1 cnyyan kaproTmna
umen npoussoaHyto (rob(14;21)) xpomo-
COMY W COMpPOBOXAancAa MpPUCYTCTBMEM
eLe O HOWM KON XpOMOCoMbl 21 (TpaHc-
NOKALMOHHbI BapuaHT).

Tak»ke OblNn BblABNEHbI 3 KapuoTuna,
B KOTOpbIX cCofep)anacb WHBEPTMPO-
BaHHasA (inv) xpomocoma 9 (13 HUX oguH
KapuoTun € MHBEpPCUen XpOMOCOMbl 9 B
coyeTaHUN C MHBEPCUEN XPOMOCOMbI 7,
nocnegHAA M3 KOTOPbIX HE OTHOCUTCA K
XPOMOCOMHOMY nonumopdusmy). Bce
NHBEPCUN ObINN NEPULIEHTPUYECKUMU.

XapakTtep u cTpyktypa XA

npuv aH3M6pPUOHUN

AH3MOpMOHMA oTMeueHa B 509 (28%)
obpasuax HB w3 1824, pna KoTopbiX
6bI11 NONyYeHbl AaHHbIE MO HanMumio/
OTCYTCTBMIO 3MOPUOHA. Y[enbHbl Bec
Pa3NYHOM XPOMOCOMHOW MNaTONOrnn
B rpynne Hb c amb6puoHom n 6e3 npea-
cTaB/eH B Tabnuue 5.

CTaTMCTUYECKU 3HAUUMbIE Pa3NNUNA B
yaenbHoMm Bece XA ans rpynn c ambpu-
OHOM 1 aH3MOpPUOHME OTMeYeHbl AnA
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Tabnuua 5. YaenbHblit Bec pasnuuoii XM npu 3amepLunx 6epemeHHOCTAX
C3MOPUOHOM 11 NpY aHIMOPUOHNAX

Hepa3sBuBatowmeca b6epemerHocTi 5—13 He.
XpomocomHas natonorva

Bce IMOPHOH + IMOPHOH -
Tpncomma 1 0,35% 0,13% 0,7%
Tpucomma 2 1,05% 0,78% 1,78%
Tpucomna 3 0,79% 0,52% 1,4%
Tpucomna 4 0,96% 1,3% 0,36%
Tpncomna 5 1,05% 1,2% 1,07%
Tpncomns 6 0,43% 0,52% 0,36%
Tpucomma 7 0,61% 0,78% 0,36%
Tpucomma 8 1,75% 1,7% 1,4%
Tpucomma 9 1,14% 1,3% 1,07%
Tpucomna 10 1,4% 1,05% 2,1%
Tpucomna 11 0,88% 0,92% 0,71%
Tpucomns 12 1,3% 1,05% 1,78%
Tpncomna 13 2,28% 2,35% 2,1%
Tpucomna 14 2,45% 3,14% 1,07%
Tpncomna 15 4.8% 5,75% 2,1%
Tpncomns 16 18,1% 17,6% 20,3%
Tpncomna 17 0,7% 0,65% 0,71%
Tpncomna 18 1,22% 1,3% 0,71%
Tpncomna 19 0,087% - 0,36%
Tpncomna 20 1,66% 1,3% 3,2%
Tpucomna 21 2,36% 2.7% 1,07%
Tpncomna 22 5,6% 6% 4,6%
Bce ayTocOMHblE TpUCOMMM 51% 54,1% 54.1%
Monncommn X 0,61% 0,65% 0,36%
Monocomua X 12,9% 15,2% 3,6%
MoHocomum ayTocom (45,XY-21) 0,35% 0,39% -
(TpyKTypHble NepecTpoiiki 553% 4,4% 9,3%
Tpunnonaum 16,8% 18,3% 14,2%
I E 0,96% 0,78% 1,78%
Terpannouguu 7,79%% 4.8% 16%
[UnepTeTpannonaum 0,88% 0,78% 1,07%
MHoxecTBeHHbIe TpUCoMIN 3,2% 2,88% 4,3%
Bea XM 56,5% 58,2% 55.2%
HopmanbHblii Kapuotin 43,5% 41,8% 44,8%
Beero, n 2020 1315 (72%) 509 (28%)

Tpucommm 15 (5,75% 1 2,1% cooTtBeTcTBEHHO, p < 0,01), Mo-
Hocomumn X (15,2% n 3,6% cooTBeTCTBEHHO, p < 0,01), CTPyK-
TYpPHble nepecTpolikm coctaBmnu 4,4% npotns 9,3% (p < 0,01),
TeTpannonguu — 4,8% npotne 16% (p < 0,01). Taknum obpasom,
npy aH3MOPVOHUN [OCTOBEPHO B 3 pasa yallle BCTpeyaroTcs
TeTpaniongmm 1 B 2 pasa Yale — CTPYKTYpPHble nepecTpom-
KW, @ NPy Hanuuuy am6proHa — Tpucomms 15 xpomocomsl (B 2
pa3a vaule) u moHocomuA X (B 4 pasa yalle).

BbiBO[bl

Mpn cpaBHeHWUM pacnpocTpaHeHHOCTU U cnekTpa XA cpe-
an Hb B Hawei cybnonynAaumMm cC pesynbratamuy UCCNe[oBa-
HWI [PYrMX KPYMHbIX BbIBOPOK TakKe NpeacTaBisaeT nHTepec
CyMMapHbIi aHaMHe3 pe3y/bTaToB MOoJ0OHbIX UCCNefoBaHUN,
MPOBEAEHHbIX Y HAa MHOTOYMCIIEHHbIX HEGOMNbLIKX BbIGOPKaX.
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B 0630pe M.J. Merel et al. (2012) npencTtaBneH cpaBHUTENbHbIN
aHanM3 aHOManNuIM KapuoTKnna, BbiAABNIEHHbIX B MaTepurane 7012
cropagmueckrx 1 1359 NOBTOPHbIX CMOHTaHHbIX abopToB [17].
B rpynne cnopagnuecknx notepb (12 nccnegosanuin ot 21 go
301 obpasuos CA 1 1 nccnepgoBaHre 5555 cnydaes) BCTpevae-
MocTb XA BapbupoBana oT 38 o 52% v B cymme coctaBuna 45%,
HeyZaun KapuoTUNMPOBaHKA oTMeYeHbl B 21%. CtpykTypa XI1
6blna NpeAcTaBneHa ciegyowymM obpasom: Tpucommum — 63%
(59-68%), nonunnounaun — 17% (15-19%), moHocomun X — 11%
(8-14%), cTpyKTypHble nepecTponkn — 6% (4-8%), ppyrune X1
(MO3anLmM3m, ABOVHbIE N MHOXECTBEHHbIE TPUCOMUM, ayTOCOM-
Hble MOHoCcOMUK) — 6% (2-119%). B rpynne npuBbIYHbIX penpo-
OYKTVBHbIX noTepb (6 nccnegosanuii ot 33 go 472 CA) BcTpe-
yaemocTb X[ Konebanacb ot 29 fo 50% 1 B cpegHeM cocTaBuna
39%, Heyfaum KapnoTUnMpoBaHNa oTmeyeHbl B 25%. CTpyKTypa
XA 6bina cnepytowen: Tpucommmn — 65% (54-76%), nonmnnow-
anm — 17% (14-219%), moHocomum X — 8% (4-12%), CTPyKTypHble
nepecTporikm xpomocom — 3% (0-6%), ppyrue XM - 13% (0-
26%). BbifiBNeHO OTCYTCTBME JOCTOBEPHbIX OTANYMNIN CTPYKTYPbI
ob6Hapy»eHHbIX XA cpefn cnopagmnyeckmnx 1 noBTopHbix HB (3a
NCKNoYeHrem rpynnbl gpyrmx XA).

TakuM 06pa3om, pe3ynbTaTbl HaLLero MHOFOJIETHErO KcCre-
[OBaHUA NOKa3anu, YTo pacCNpPOCTPaHEHHOCTb 1 CTPyKTypa X1
cpean paHHMX PenpomyKTUBHbIX MOTEPb Y CyNpPYXeCcKux nap
n3 UeHtpanbHoro 1 KOro-BoctouHoro permoHoB YKpauHbl B Lie-
NIOM CXOAHbI C AAHHBIMY APYTNX NCCNefoBaHWI, NPOBeAEeHHbIX
B HalLel cTpaHe 1 3a py6exxom.

Heb6onbluve oTnnumna B CNeEKTPe U KONNYECTBE BbIABIIEHHbIX
XA B yKa3zaHHbIX UCCNE[OBAHUAX MOXHO OOBACHUTL pasme-
pamu BblIGOPKM, MCMONb30BAHMEM Pa3fIMYHbIX METOLOB Ka-
pPUOTUNUPOBAHMKA, OTAMUYMAMK B cpokax HB n B Bo3pactHOm
pacnpepeneHuu rpynn. B 1o e Bpema o6bem Haluero nccne-
[OBaHVA NO3BOMUI NONyYnTb 6onee WMPOKUI CNekTp obHa-
py*eHHbIX XA (B nepByto ouepelb PefKNX I MHOXKECTBEHHbIX
TPVUCOMUN) B CPaBHEHUWN C AaHHbIMU APYrUX NCCNefoBaHNiR,
BKJ/IOYas KpyrHble BbIOOPKM. Ham yaanock ycTaHOBUTb yaenb-
Hbi Bec X1 B rpynne MA, KoTopbiin okasanca B 10 pa3 HuxXe,
yem B rpynne HB, ogHako Npu 3TOM He OTMEYEHO Pasnnynin
B CTPYKType aHOManuin KapuoTtuna. B Hawem nccnegosaHum
TaKXe BbIAIB/IEHO 3HauuTenbHoe npeobnagaHve Tpucommia 15,
16, 22 xpomocom Hag Tpucommamu 13, 18, 21 XxpoOMOCOM, a Tak-
Xe 6onblian gona AMaHAPOVAHbIX TpUNovuanin. Kpome Toro,
HaMW YCTaHOBMEHbI ONpefeneHHble Pa3nnuna B CTpyKType XA
npv aH3MOpUoHMAX 1 Hb ¢ Hannunem 3mOprOHa, @ UMEHHO
MHOFOKpaTHoe npeobnafiaHre TeTpaniougunin n CTPYKTYPHbIX
nepecTpoek Npu aH3MOPOHUN U TPUCOMUK 15 XPOMOCOMBI, a
Takxe MoHocomun X nNpu Hanuumm asmbproHa. NMommmo sToro,
OTMeYeHa accouraumsa MoIoforo Bo3pacta matepu ¢ 6onee
BbICOKOW YacToTon Tpunnonguin cpean Hb.

Cymmmpysa BCe LUTOreHeTnYeCKe HaxoaKmM B Hallem nccne-
[OBaHMW, MOXHO ClienaTb BbIBOA, YTO abcosnoTHOE 6OMbLUNH-
ctBo XA cpegun HBb n MA BO3HMKaeT cnopaguyecku, 3a NCKIo-
YeHMeM YacTU CTPYKTYPHbIX NepecTpoek (Po6epTCOHOBCKUX 1
PeLMNPOKHbIX TPaHC/IoKaL M), 6onbLas YacTb U3 KOTOPbIX ac-
couMMpoBaHa C Hanuumem cbanaHCMpPOBAHHBIX CTPYKTYPHbIX
aHOManui KapuoTmna OJHOro U3 poanTenen.

Takum 06pa3om, NPsAMON MeTof LUTOreHeTUYecKoro uc-
cnepoBaHua TpodobracTa, NPUMEHsIEMbI B Hallem ucche-
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[OBaHWK, TOKa3an BbICOKYD 3P EKTMBHOCTb MNOMyYeHUA
KapuoTuna B matepuane Hb 3a ncknioueHnem cnyyaes meau-
KaMEHTO3HOro NpepbiBaHUs 6epeMeHHOCTH.

XoTA YyacTo ynOMMHaNocb, YTo pacnpocTpaHeHHOCTb XA B
obpasuax HB npesbiwaet 50%, a 06Hapy»keHMe CYyOMUKPO-
ckonmyeckmx XA OIKHO CyLeCTBEHHO YBeNMYMBaTb NPOLEHT
X1, 3To He noaTBepPKAAEeTCA NOCse TWATeNIbHOrO U3yYeHna Cy-
LWeCcTBYOLWEN NUTepaTypbl.

B macwrtabHom 0630pe, onybnukoBaHHom M.J. Merel et
al. (2012), pacnpocTpaHeHHOCTb CYOMUKPOCKOMMUYECKUX
XA, BononHUTENbHO OGHapY»KEeHHbIX Mocsie CTaHZapTHOro
KapuoTMNNPOBaHMA C MOMOLLbIO CNeunanbHbIX MONEKyNap-
Ho-reHeTuyecknx metoaos (FiSH, QF-PCR, MLPA) n metonos
nosHoreHoMmHoro aHanu3a (CGH, microarray CGH) coctaBu-
na Bcero 5% [17]. Hn ognH n3 3Tnx MeTO4OB He ABMAETCA
naeanbHbIM, U BCE MMEIOT PAA orpaHmyeHunin. Micnonb3osa-
HMe OAaHHbIX METOAOB BMECTO TPAAULMOHHOIO KapuoTunum-
POBaHNA, K COXaneHnio, He AaeT HUKAKOW [OMNOMHUTENIbHON
KNMHNYECKOW LLleHHOCTW.

B HacTofALlee Bpema B pa3HbIX CTPaHaxX Mrpa CIOKWCA He-
OAHO3HAYHbIV NOAX0A KakK K LiesiecoobpasHOCTM NpoBeaeHus
KapnoTUNMPOBaHNA NPOAYKTOB KOHLEMNUUU pPaHHUX penpo-
OYKTUBHBIX NOTEPb, TaK Y OTHOCUTENbHO NabopaTopPHbIX METo-
[0B, MUCMoMb3yeMbIxX AnA 3Ton uenu. EBponelickoe obLiectBo
penpoayKkummn Yyenoseka 1 smépronorun (European Society of

Human Reproduction and Embryology, ESHRE) pekomeHgy-
€T NPOBOAMUTb FreHEeTUYECKY0 OLeHKY 06pasLioB BblKUAbILLEN
TOJIbKO B paMKax Hay4HbIX nccnefoBaHnin. Koponesckum Kon-
nepx akylwepos v ruHekonoros (Royal College of Obstetricians
and Gynaecologists, RCOG) pekomeHAyeT KapuvoTUMMpPOBa-
Hve nnofda Ha npeamet XA, Torga Kak O6LwecTBO aKyllepos
n ruHekonoros Hugepnaxngos (Nederlandse Vereniging voor
Obstetrie en Gynaecologie, NVOG) He pekomeHAyeT npoBo-
ONTb LuMTOreHeTnyeckmin aHanms nnoga [17]. ESHRE npepgna-
raeT KapuoTUMNMpPOBaHME TONbKO Mocie 2 paHHUX NoTepb Oe-
peMeHHOCTU, MPY 3TOM Kak TecT NepBOoN NMNHUM PeKOMEHIYoT
ncnonb3oBatb microarray CGH [58].

Mbl cumTaem, 4To B HalUUX peanusix LenecoobpasHo nep-
BOHauyanbHO NMPOBOAMTb KapUOTUMMPOBaHME KaK crnopaguye-
CKUMX, Tak 1 noBTOpHbIX HB/CA c ncnonb3oBaHnem CTaHAAPTHbIX
MEeTOLOB LMToreHeTnYeckoro nccnepgosaHma (GTG-okpaluvBa-
HMeM), NOCKONbKY NprMeHeHne meToaa FiSH c orpaHnyeHHbIM
KONMYeCTBOM 30HJOB ABNAETCA NMLb YCIOBHO MHPOPMATUB-
HbIM 1 HEe MO3BONAET BbIABUTb LUMPOKMIA CMEKTP XPOMOCOM-
HbIX abeppauunii (30% Tprcomunii n 15% OT BCex aHeynongun),
pacnpocTpaHeHHbIX NPY PaHHUX PEenpPOAYKTUBHbIX MOTepsX.
MeTogbl QF-PCR 1 MLPA He Hawnu WwnpoKoro npumMmeHeHns B
Halleln cTpaHe, a metopf array CGH aBnAeTca camwkom Aopo-
roCTOALMM, MO3TOMY UX MPUMEHEHME [OJIXKHO 06CYXAaTbCsA
NHAMBYAYaNbHO.
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PACTPOCTPAHEHHOCTb M CEKTP XPOMOCOMHbIX AHOMAJTWIA CPEV CIOHTAHHBIX U UHAYLIMPOBAHHbIX PAHHINX PEMPOAYKTMBHBIX MOTEPb: 2020 HEPA3BIBAIOLLMXCA BEPEMEHHOCTEV 11 1572 MEAVLIMHCKVX ABOPTA

H.1. Beponotsenan, 4. mes. H., revepanbHbiil Aupektop KM «MLMI u 11 ww. TLH. Beponotgenara 10C», r. Kpuoii Por
10.C. Morynait, 6uonor oTaena MonekynsApHoit reHeTuKy Nabopatopuy MeauKo-rereTuueckux uccneaoanuii KM «MUMT w111 um. 1.H. Beponotsenata J0O», r. Kpusoii Por
E.C. CaBapoBckas, Bpay 1abopaHT-rexeTyi o1aena npeHatanbHoid uutoreHeTukin KT «MUMP w113 um. 11.H. Beponoteenana 100, r. Kpusoii Por

B caTbe npeacTaneHbl AaHHble CABHUTENbHOT aHaN3a 9 KpYMHbIX CCTEI0BaHYIA KapuoTINa Hepa3BuBaloLLMXcA GepemetocTeid (HB), onybkoBaHHble nocne 20007, a Takke peynbTarsl cobcTBeHHOrO vccnenoBanwa Hb 1 MeanumHekix

abopToB (MA), BbinonHeHHbIX B | TpUmecTpe.

Llenb ncenesoBaHua: oLeHUTb PacNpOCTPaHEHHOCTb 1 CTPYKTYPY XPOMOCOMHbIX aHOManMiA (XA) Cpean COHTAHHbIX 1 MHAYLMPOBAHHbIX PENPOYKTUBHbIX NOTEPb B | TpUMeCTpe bepemeHHoCTH.
Matepuani n metogpl. 3a nepuos ¢ 1997 no 2019 rr. npoBeeHo KapuoTUMIPoBaHHe npoaykToB koHuenuu npu HB (n = 2020) B cpokax 5—13 Hex., nonyueHHbix 0T XeHiuuH u3 7 obnacteid {0ro-Boctouoro u LeHTpanbHoro perioHos

Ykpaubl, v MA (n=1572), BbinonHeHHbix B | TouMecTpe bepemeHHoCTH.

Pe3ynbTathl. JOGeKTUBHOCTL KapuoTUNMpoBaHHA MaTepuana Hb coctasuna 94%. XpomocomHas natonorua (XIT) cocrasina 56,5% B matepuane HB u 5,4% B matepuane MA; ayTocomHble Tpucomuu — 51% or Beeii XM cpeay Hb 1 48,2% ot
geeit XI cpean MA; tpunnonaui — 17,8% w 15,3% 8 rpynnax Hb u MA cooTgeTctBeHHo; Tetpannonai — 8,67% u 12,9%; mMorocomua X — 12,9% u 10,6%; CTpyKTypHble nepectpoiikit — 5,5% 1 10,6%; MHOXeCTBeHHbIe Tpucomitit — 3,2% 1

3,5%, 4T0 COOTHOCUTCA C AAHHbIMM APYTUX UCCTIRA0BAHMIA.

B npeacTaBneHHoM UCCNIeN1oBaHIY OTMeYeHO 3HauuTeNbHoe npeobnaganie TpUcommii 15, 16, 22 xpomocom Hag Tprcomuami 13, 18, 21 xpomocom, a Takxe 60bLUas J0NA AUaHAPOUBHbIX TPUNIOWANT N0 CPaBHEHMIO C APYTMIA

UCCNEAOBAHAMY. YCTaHOBAGHbI Pa3ninyue B CTpyKType XA nput aHamopuoruax u Hb ¢ Hanuuuem 3mM6p1oHa — MHOrokpaTHoe npeobnajaxite TeTpannouamii 1 CTpYKTYPHbIX NepecTpoeK npit aHMOPUOHMI 1 TPUCOMUM 15 XPOMOCOMbI, a TaKkxKe
MOHOCOMYI X NPY Hanuyu 3MOpHoHa. OTweueHa accoLmaLya MonoAOro B3pacta Matepy ¢ Gonee BbICOKOIA YacToToid Tpunnougwii cpean Hb.
BbiBogbI. AbconioTHoe 6obiumHcTeo XA cpea Hb 1 MA Bo3HUKaeT cropaguuecki, 3a MCKNIOYEHIeM YacTi CTPYKTYPHbIX NepecTpoek (PoBepTCOHOBCKMX 1 PELINPOKHbIX TPAHCOKALMI). AHanI3 pe3ynbraToB iccnefoBaHwit nokasan, uto
CTaHAAPTHOE KAPUOTUMIPOBaHIUE No-NPeXHemy ABALTCA BbIGOPOM NepBoit AMHM Ny 06cneA0BaHIN NPOAYKTOB KoHuenUym Hb.

KnioueBble cnoBa: Hepa3ByBaoLIAACA bepemeHHOCTb, CIOHTaHHbIi A60PT, MEAWLMHCKIAR aB0PT, aHIMOPUOHIA, KapUOTHI, XDOMOCOMHAA NaTonorviA.

MOLMPEHICTb | CEKTP XPOMOCOMHYX AHOMANII CEPEL CIOHTAHHIX TA IHZYKOBAHMX PAHHIX PEMPOZYKTIBHIX BTPAT: 2020 3ABMEP/IUX BATITHOCTEN | 1572 MEAUYHMX ABOPTU
M.I1. BeponotsensaH, 4. mea. H., rerepanbhuii aupextop KIT«MUMP i 111 im. 11.M. Beponotsensata JJ0P», m. Kpuuii Pir

10.C. Morynait, 6ionor Binainy MonekynAapHoi reHeTuky nabopatopii Meauko-rexetyHx aocigxerb KM «MLUMP i [ im. 11.M. Beponotsenana I0P», m. Kpusuit Pir

0.C. CaBapoBcbKa, nikap naboparT-rexeTik Biaainy npexaransHor uutorenetuki KM «MUMI i 1 im. .M. Beponotgenana [I0P», m. Kpugwii Pir
Y CTaTTi NpeaCTaBneHi aHi NOPIBHANLHOTO aHanizy 9 Benwkux A0CHIXeHb kapioTumy 3aBmepAamx BariTHocTeit (38), onybnikoari nicna 2000 p., a Takox pe3ynbraTin BracHoro AocigkerHa 3B i meanurux abopris (MA), BuKoHaHwx y | Toumectpi

BAriTHOCTI.

Meta BocnimKeHHA: OLiHUTI MOLMPEHICTb | CTPYKTYPY XPOMOCOMHYX aHomantili (XA) cepesl CIOHTaHHYX Ta iHAYKOBaHYX PENnpOAYKTUBHYX BTPAT Y | TpUMeCTpi BariTHOCTI.
Matepianu Ta Metogu. 3a nepio 31997 o 2019 pp. npoBezeHo KapioTunyBaHHa NPoAyKTIB koHUenwii np 3B (n = 2020) y Tepmitin 5—13 TUXHIB, OTPUMAHIX Bif XiHOK i3 7 0bnacTeii MisaerHo-CxiaHoro Ta LienTpansHoro periokis Ykpaitu, i

MA (n=1572), BuKoHaHux y | Toumectpi BaritHocTi.

Pe3ynbratu. EdekTusHicT KapiotunyBatHa marepiany Hb cknana 94%. Xpomocoma natonoria (XIT) cknana 56,5% y matepiani 3B 5,4% y matepiani MA; aytocomi pucomii — 51% 8ia yciei XM cepea 3B 48,2% gia yciei XI1 cepes MA;
Tpunnoigii — 17,8%115,3% y rpynax 3B i MA BianogiaHo; Tetpannaigii — 8,67% i 12,9%; moHocomia X — 12,9% i 10,6%; CTpyKTypHi nepebynosu — 5,5% i 10,6%; MHOXMHHi Tpucomii — 3,2% i 3,5%, 110 CNIBBIZHOCUTLCA 3 AaHIMU iHLLIX

LOCTIKEHb.

Y npeacTaBeHoMy AOCTiZKeHHi Bif3HaueHo 3HauHe NepeBaanHA TPUCoMi 15, 16, 22 xpomocom Haz Tpucomiamit 13, 18, 21 XpoMOCOM, a TaKo BEMKa YacTKa AUHAPOIAHMX TPUNAGIIA Y NOPIBHAHHI 3 LM BOCTIIKEHHAMN.

BcraoneHo BigmiHHoCTi B cTpykTypi XA npu aHem6pioHii Ta 3B 3 HaABHiCTIo emOpioHa — 6aratopa3oBa nepeBara TeTpannoiziit | CTpYKTypHWX nepe6yzoB nNpu aHem6piokii | TPUCOMT 15 XpOMOCOMM, a TaKOX MOHOCOMIT X 33 HaABHOCTI eMBpiOHa.
BiazHaueHa acouauis Monogoro Biky Matepi 3 BULLOIO YacToTOl TPUMAGIATT cepea 3B.
BucroBku. AbconiotHa binbLuictb XA cepea 3B i MA BUHUKa€ CopaauyHo, 33 BUHATKOM YaCTUHY CTPYKTYPHUX Nepe6y/ioB (pobepTCOHIBCOKYX | peLTPOKHIN TPaHCNOKALH). AHani3 peynbraTia 0CIZKeHb N0Ka3as, LLO CTaHAAPTHE
KapioTunyBaHHs, fIK | paxilue, € BUOOPOM NepLLIOi AiHil NPy 06CTeXeHH] NPoAYKTIB KoHLenLi 3B.

KniouoBi cnosa: 3a8Mepna BAriTHICTb, CIOHTaHHWI a60pT, MeanuHuit abopT, aHeMOPIOHiA, KapioTin, XpOMOCOMHA NaTonoria.

PREVALENCE AND SPECTRUM OF CHROMOSOME ABNORMALITIES AMONG SPONTANEOUS AND INDUCED EARLY REPRODUCTIVE LOSSES: 2020 MISCARRIAGES AND 1572 MEDICAL ABORTIONS

N.P. Veropotvelyan, MD, general director of the CE“Interregional Center for Medical Genetics and Prenatal Diagnosis named after PN. Veropotvelyan DRC’, Kryvyi Rih
Y.S. Poguliay, biologist, Department of Molecular Genetics of Medical and Genetic Research Laboratory, CE“Interregional Center for Medical Genetics and Prenatal Diagnosis named after PN. Veropotvelyan DRC, Kryvyi Rih
E.S. Savarovskaya, laboratory assistant, Department of Molecular Genetics, CE“Interregional Center for Medical Genetics and Prenatal Diagnostics named after PN. Veropotvelyan DRC, Kryvyi Rih

This article presents the data of a comparative analysis of 9 large studies of non-developing pregnancies (NB) karyotype, published after 2000, as well as results of our own study of NB and medical abortion (MAY), performed in the first trimester of

pregnancy.

Objective of the study: to assess the prevalence and structure of chromosomal abnormalities (CA) among spontaneous and induced reproductive losses in the first trimester of pregnancy.
Materials and methods. From 1997 to 2019 karyotyping of concept products was carried out for NB (n = 2020) in terms of 513 weeks, obtained from women from 7 regions of the South-Eastern and Central regions of Ukraine, and MA

(n=1572) performed in the first trimester of pregnancy.

Results. The efficiency of NB material karyotyping was 94%. Chromosomal pathology (CP) was 56.5% in NB material and 5.4% in MA material; autosomal trisomies — 51% of all CP among NB and 48.2% of all CP among MA; triploidy — 17.8%
and 15.3% in the NB and MA groups, respectively; tetraploidy — 8.67% and 12.9%; monosomy X — 12.9% and 10.6%; restructuring — 5.5% and 10.6%; multiple trisomies — 3.2% and 3.5%, that is consistent with the data of other studies.

In this study authors noted a significant predominance of 15, 16, 22 chromosomes trisomy over 13, 18, 21 chromosomes trisomy, as well as a large proportion of diandroid triploidies in comparison with other studies. Differences in the CA structure
in anembryonic and NB with an embryo presence were established — multiple predominance of tetraploidies and structural rearrangements in anembryony and 15 chromosome trisomy, as well as X monosomy in an embryo presence. An
association of mother's young age with a higher incidence of triploidies among NB was noted.
Conclusions. The absolute majority of CA among NB and MA occurs sporadically, with exception of some structural rearrangements (robertsonian and reciprocal translocations). Our outcome analysis showed that standard karyotyping is still the
first-line choice for examining the products of the concept of early pregnancy losses.

Keywords: early pregnancy losses, spontaneous abortion, medical abortion, anembryony, karyotype, chromosome abnormalities.



