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NCCIEJOBAHUME CTPYKTYPHBIX XPOMOCOMHBbIX
HEPECTPOEK Y DOMBPHOHOB YEJIOBEKA

A.B. MounyanoBa, A.H. IlankpymuHa
TBepckoil rocy1apCTBEHHBIN YHUBEPCUTET, TBEPH

B xoze uccienoBaHus pe3ynbTaToB NPEUMIUIAHTAIIMOHHOTO TeHETHYECKOTO
TECTUPOBaHMs OBUIM BBISABICHBI Pa3sHOOOpa3We W YacTOTa BCTPEYACMOCTH
XPOMOCOMHEBIX TIEPEeCTpOeK y 53MOpHOHOB uesnoBeka. Hamboiee wacto
BCTPEUAIONIMMHUCS SIBJIAIOTCA aHeymmounuu 15, 16, 21 u 22 xpomocowm,
cerMeHTapHbIe HapymieHHs 1 xpomocombl. Hammenee gacto — HapymieHHs
12 xpomMocoMBl M TIOJIOBBIX XPOMOCOM. BBIsBIEHO, 4TO K (hakTopam,
BJIMAKIOIIMM Ha PUCK BO3HUKHOBCHHA XPOMOCOMHBIX IICPECTPOCK Y
MOPHOHOB YeNIOBEKa, OTHOCATCS: BO3PACT POAMTENCH, HATNYNE YTPAUeHHON
OepemenHocTH wiu Oonee nByx Heymaudeix DKO B aHamHese, Hanmndue
XPOMOCOMHBIX AHOMAJIUH Y APYTHX WICHOB CEMBHU.

Knioueevie cnoea: npeumnianmayuonnoe ceHemuieckoe mecmuposanue
(III'T), xpomocomHbie nepecmpolKuU, AHEYNIOUOUs,  CecMeHMAapHble
HapyweHus, aymocomul U NOJ0Gble XPOMOCOMbL, GIUAHUE (AKMOPO8, PUCK
B03HUKHOBEHUS XPOMOCOMHBIX AHOMATULL.

Bseoenue. B Hactosiiiee Bpemss Haubojiee 9acTO HCIOJIB3yEMbIM
METOZIOM HCCJICIOBAHUST SMOPHOHA C IENBI0 BBISBICHUS XPOMOCOMHBIX
HEePECTPOCK SIBISIETCS MPEHMILIAHTAIIMOHHOE T'€HETHYECKOE TECTHPOBAHUE
(II'T), koTopoe MPOBOIUTCS B paMKax MPOLEIYpPbl SKCTPAKOPIIOPATLHOTO
omtonorBopenus (Yang, 2022, denotosa, 2022).

XpOMOCOMHBIE  TMEPECTPOMKH  SIBISIOTCA OJHOW W3 IPUYUH
Heynaunbix momeiTok DKO (Pendina, 2019). BeisiBieHune ux Ha paHHEH
CTa/IM¥ Pa3BUTHS SMOPHUOHA MTO3BOJISIET COKPATUTH PUCK MIPUBBIYHOMN MOTEPH
OEpEeMEHHOCTH M CHU3HUTh BEPOSTHOCTh POXKICHUS ACTeH C Pa3InYHBIMH
3aboneBanusmu (I'onyokuna, 2023).

C HOMOIIBIO MPEUMIUTAHTAIIMOHHOTO TeHETHYECKOrO TECTUPOBAHHUS
BO3MOXHO OOHapy)KCHHE Yy HCCIEAYEeMbIX 3MOPHOHOB MHOKECTBA
XPOMOCOMHBIX MEPECTPOCK, 3aTPATUBAOIINX KaK ayTOCOMBI, TaK U MMOJIOBBIC
xpomocombl  (Madero,  2023).  Haumbonee  pacnpocTpaHEHHBIMH
XPOMOCOMHBIMH a0eppalysMy SIBISIFOTCS QHEYIUIOWANN U CErMEHTapHbBIC
HAPYILICHUSI.

© MonyaHosa A.B.,
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Y CcTaHOBIIEHO, YTO BO3PACT POJUTENCH SBISAETCS OJHUM U3 TJIaBHBIX
(bakTOpOB, MOBBIIAIOUIMX PUCK BOZHUKHOBEHUSI XPOMOCOMHBIX IEPECTPOEK
y omOpumona (I'mu3Oypr, 2023). OpHako Hajau4ue yTPauCHHOM
OepeMeHHOCTH B aHaMHe3e, HAJIMYhe B CEMbE XPOMOCOMHBIX aHOMAIUN Yy
JOpyrux JAeTell WM POJCTBEHHUKOB, Haluuue Oojee [BYX HEyIauyHbIX
nonbITok DKO Takke yBEIMYMBAIOT BEPOATHOCTh PA3BUTHSI aHOMAIUU Yy
smOpuona (Mrurosa, 2018). B pmaHHOW cTaTbe MpPEICTaBICHO
UCCJIEIOBaHNE, HANpaBICHHOE Ha BBISIBICHUE Pa3HOOOpa3Us M YacTOTHI
BCTPEYaEMOCTH  XPOMOCOMHBIX  aHOMaJIMid, a Takxke (aKTOpOB,
MOBBIMIAIONIMX PUCK BO3HMKHOBEHMSI XPOMOCOMHBIX TIEPECTPOEK Yy
IMOpHOHA YeNoBeKa.

Lenb: uccnenoBaTh CTPYKTYpHBIE XPOMOCOMHBIE MEPECTPOHKH Y
AMOPHOHOB YEJIOBEKA.
st mocTryKeHUs 11eNTd ObUTH MTOCTABIICHBI CIEIYIOIINE 3a/1a4H:

1. IIpoananu3upoBaTh  BIUSHHE  Pa3IUYHBIX  (AKTOPOB HA  PHCK
BO3HUKHOBEHHUS CTPYKTYPHBIX XPOMOCOMHBIX MEPECTPOeK y 3MOpHOHA
YyeJloBeKa.

2. BeisiBUTh pa3zHooOpa3ve M YacTOTy BCTPEYAEMOCTH CTPYKTYPHBIX
XPOMOCOMHBIX IIEPECTPOEK Y UCCIENYEMBIX SIMOPHOHOB.

3. IIpoBecTu CpaBHUTENBbHYIO XapaKTEPUCTUKY BIMSHHS (PAaKTOPOB B TpeX
BO3PACTHBIX I'PYIIAX.

Memoouxa. B KkadecTBe HCCIEAYyeMOro Marepuana ObLIU
UCTIOJIB30BAaHbl  PE3YNIbTAaThl  MPEHMIUIAHTAIIHOHHOTO  TE€HETHYECKOTO
TECTUPOBAHUS, TNPEJOCTaBICHHbIE TeHeThYeckoil nadopatopueit OOO
«Menukan I'enomukcy. Bee nepconanbabie JaHHBIE ObUTH 00€3TMYEHBI.

I'enetnueckoit nmabopaTtopueil Obula MpeNOCTaBI€HA CBOAHAS
Tabnuua, coJieprkalas MH(pOpMaLINIO 0 IIPOBEJCHHBIX
NPEUMIUIAHTAIMOHHBIX T€HETHUECKUX TECTUPOBAHUSAX YMOPHOHOB B MEPUOJL
¢ 2017 r. mo 2023 r. 13 Hee Obutn OTOOpaHBI Pe3yJIbTATHI MCCIEIOBAHUN
HMOPHOHOB € XPOMOCOMHBIMH HapyILIEHUSIMH.

Jisa uccnenoBanusi ObUla UCHONB30BaHAa HWHGOpManus O JaTe
npoBeleHUsT OWONCHM, JaTe POXKACHUS KEHIIUHBI U MYXYUHBL
UHPOPMALIMIO O BBISBICHHBIX XPOMOCOMHBIX AHOMAIHUSIX Yy SMOPHOHA;
3aKJIFOYEHHE 3KCIIEPTOB O HE PEKOMEHIAlMU 3MOPHOHOB K MEPEHOCY WIH
HEOOXOIMMOCTH KOHCYJIbTAIIH T€HETHKA; YKa3aHUe SBISIETCS JIM JKEHIINHA
crapiie 35 JeT u/wim Myx)duHa ctapiie 39 jer; nH(OpMaIHMI0 O HAIUYUU
yTpaueHHOW OEpeMEHHOCTH B aHaAMHE3€, HAJMYWU B CEMbE XPOMOCOMHBIX
aHOMaJIMH y JApPYruX JeTed WM POJCTBEHHUKOB, HAIUYMU Oojee JABYX
nHeynaaunbix DKO; mos 6yayiero pedenka (tabum. 1).
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Tabmmma 1
[Tpumep odopMieHHs pe3yabTaTOB TECTUPOBAHUS IMOPHOHOB
PesynbTa M. XA
Hara | H.p. | HA.p. T Pexomen K crap yIp. | XA pOACT >2
OWOTICHH | J)KEH | MYX |CCKBCHHp| AU T | e Ocpew. B pebe BeHHH| o Hox
e 35 aHaMHe3e| HKa 3KO
OBaHUS 39 KOB
seq[GRC
17.03. |24.01.|21.07. (1(?)3)(79} @ peKIi;eH X | x X ) ) X E
2023 | 1985 | 1978 2)x1, JTOBaH K
(X)xé MePEeHOCY)

Ipumeuanue. X — ipu3HaK ykaszad B anamuese; F — female (kerckuit o).

B nmpuBenenHom npumepe oopMIIeHUsT Pe3yIbTaTOB TECTUPOBAHUS
yKa3aHo, YTO Yy AMOpHOHA OBbUIN BBISBICHBI TpUCOMHUS 1O 16 Xxpomocome u
MOHOCOMHSI 10 22 XpoMOocoMe. B CBsI3M ¢ 3THM, OH HE PEKOMEHJOBaH K
nepeHocy. ¥ aMOpHOHa HET HapyIIEHUN B MOJIOBBIX XPOMOCOMAX, [TO3TOMY
BO3MOKHO OINpEAENIUTh Mol Oyaymiero pedeHka — >xeHckuil. Ha momeHT
MIPOBEICHUS OMOIICUHU BO3pAcT MaTepH cocTariseT 38 net (crapire 35 jer),
orna — 44 ronma (crapme 39 ser). Y JaHHOW mapbl B aHAMHE3€ YKa3aHO
HaJIM4YUEe yTpaueHHOW OepeMeHHOCTH U Oojee AByx Heynaunbix DKO. B
CeMb€ HET JPYIHX JeTeld WM POACTBEHHHKOB, Y KOTOPBIX OOHApYy>KEHBI
XPOMOCOMHBIE aHOMAJIUH.

Hist MIPOBEICHUS PEUMILIAHTAIIMOHHOTO T€HETHYECKOTO
tectupoBanus ucnonb3yercsa JJHK u3 kierox tpodakTomepmbl sMOpHoHAa.
Ha 5-6 cyTku pa3utus ucciaeayemMoro sMOproHa poBoauTces ouorcus. U3
MOJyUYEHHBIX KJIEeTOK Bbiaensercs u ouumaerca JHK. Bropeim sTamom
WCCIICIOBAHMS SIBJIICTCSl TIPOBEICHUE TOJTHOTCHOMHOM aMIUTU(pHUKAIA C
eSO OMNpeIeIeHUs] HyKJICOTHIHON mocnenoBarensHocT (Bpayn, 2011).
Ona BxmOYaeT B ceOsl MOJArOTOBKY MaTepuaja K CEKBEHHPOBAHHWIO U
npoBefenne  cekBenupoBanus (Pei, 2022). J[lanee o00pabarbiBaroT
MOJIy4YEHHBIE pe3yibTaThl U MOATrOTaBIMBaOT OMOMMoTeKy. Ha mocnennem
JTare MCCIIEJOBAaHUS MPOBOAUTCS MHTEpHpeTalus npoduiied, NocTpoeHue
rpaukoB ¢ TIOMOIIBIO KOMITBIOTEPHBIX TIpOrpamMMm ©  odopmieHue
UTOTOBOT'O pe3yybTaTa B BH/IC BBINICYIOMSIHYTO# Tabuiis! (Tadm. 1).

Pezynomamut u oocyyncoenue. B nepuon ¢ wronss 2017 r. mo mait
2023 r. OblIM MpOBEJEHBI reHeThYeckre TecTupoBanus 18994 smOpHoHOB.
N3 pe3ynbTaToB TECTUPOBAHHWI OBUIM OTOOpaHBI JAHHBIE HCCIEAOBAHUI
9567 >MOpHOHOB, Yy KOTOPBIX BBIIBWJINCH XPOMOCOMHBIE aHOMayiuu. U3
OTOOpaHHBIX JAHHBIX ISl HANIETO WCCIIEAOBAaHUS OBUIM HCIIONB30BaHBI
pe3yibTaThl TeCTUPOBaHUHN 6795 sMOPHOHOB, /I KOTOPBIX OBLIM YKa3aHbI
Jata MpOBEICHUsT OMOIICHH, IaThl POXKACHUS marepu u otna (puc. 1). Ha
OCHOBe MH(pOpMalUU O JaTe OMOICHU U JaTax pPOXKICHHs poauTesnell OblIo
MIPOBE/ICHO BBIUMCIIEHUE TOYHOTO BO3PACTA KEHITUHBI M MY>KYHHBI.
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OO0paboTka MONyYEHHBIX JaHHBIX MPOBOJIUIIACH C HCIIOIH30BAHHEM
UHCTpYMEHTOB nporpammbl Microsoft Excel.

B XpOMOCOMHBIE
AQHOMaJTHU
0OHapyXeHBbI

¥ XpoMOCOMHBIE
aHOMAaJIUU
oOHapyKeHBI, HET
HeoOXoanuMOMi
uHpopMaluu

Puc. 1. YacTtoTa BcTpeuaeMOCTH SMOPHOHOB € XPOMOCOMHBIMU aHOMAJIHSAMU
Cpeay BCeX Pe3ysbTaTOB TECTUPOBAHUN

B xopne pemieHust 3amad MCCIENOBaHUS PE3yIbTAThl TECTHPOBAHUI
ObUIM pa3JiesieHbl Ha Ipynnbl. B kauecTBe OCHOBaHUS KiacCU(pHUKALMU ObUI
BBIOpaH TMPHU3HAK «BO3PACT pPOAUTENEH». BBUIO BBIIEICHO TpU TPYHIIBL:
KEHILMHA IPUMEPHO OJHOTO BO3pacTa ¢ My>KUMHOH (pa3HHIIa B BO3pACTe HE
NPEBBIIIACT IATH JIET); JKEHIIWHA CTapIlle MYXYHWHBI Oojiee YeM Ha IATh
JIeT, JKEHIIMHBI MIAJIIE MYX4YHUHBI Oojlee ueM Ha MATh JeT (puc.2).
Haubospiiee KoauMuecTBO map BOLUIO B MEPBYIO TPYIITY, HAUMEHbIIIEE — BO

BTOPYIO.

¥ ] rpynna ®2rpynma ¥ 3 rpynna

Puc. 2. Knaccudukauus pe3yapTaToB TECTHPOBAHUS YMOPHOHOB
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JIist Kaxa0il rpymnmbl ObUIO MPOBEACHO WCCICIOBAHUE BIIHSHUS
(haKTOpOB Ha PHCK BO3HUKHOBEHHS XPOMOCOMHBIX aHOMAIUi y 3MOpHOHA
(trabn. 2). beuio paccMoTpeHo jelcTBHE MmiecTH (PAKTOPOB: BO3pacT
skeHuHbI (1), Bo3pact My:k4uuHbl (2), HATMYKWE yTpaueHHOH OCPEMEHHOCTH
B aHamHe3e (3), HaTMYKe B CEMbE XPOMOCOMHBIX aHOMAIIUH y JAPYTUX JeTel
(4), HanMuKe B ceMbe XPOMOCOMHBIX aHOMAJIHMH y IPYTUX POJCTBEHHUKOB
(5), nanuuue Oosee AByx Heymnaunbix DKO (6). Hanbonbiiee BiusHuEe Ha
PHCK pa3BUTHS XPOMOCOMHBIX aHOMAJIMi y SMOpPHOHA OKa3bIBAE€T BO3PACT
poauTenel, HAaUMEHbIIEE — HAaJU4Me XPOMOCOMHBIX AHOMAJIUN Yy IPYTUX

POACTBEHHUKOB.
Tabnuna 2
KonnuecTBO 3MOPHOHOB, MOBEPIIIIMXCS BAMSHUAIO KOHKPETHOTO (hakTopa

K M. Y1p. 6epem.| XA XA >2
cTapliecTaplIe Heyznad
35 3q |BaHamHese peOeHKa [pOACTBEHHHKOB KO
1 rpynma 2724 | 1526 386 85 20 584
2 Tpymma 1336 | 78 216 55 23 213
3 rpymnmna 976 | 1801 189 32 6 290

B xome wuccnemoBaHumst ObUT TPOBEACH IMOJICYET KOJIMYECTBA
SMOpPUOHOB, MOJBEPTIIUXCS OJAHOBPEMEHHOMY BIUSHUIO OMPEICIIEHHOTO
yrcia pakropos (Tadi. 3). Pe3ynbTaThl MOKa3aid, 4TO BIUSHHE HECKOIbKUX
(bakTOpoB OJHOBPEMEHHO YBEIMUYMBAET PHUCK PAa3BUTUS XPOMOCOMHBIX
aHoManuil. BeposiTHOCTh TOro, 4To HMcciaeayeMblii SMOPUOH MOJIBEPTHETCS
OJIHOBPEMEHHOMY BIHUSHHUIO BCEX IIECTH (aKTOpPOB, KpaiiHe HHU3Kas. B
CBSI3M C OTHUM, HEOOXOJWMBI JalbHEHMIINE WCCIEAOBAHUS C IEINbI0
yBEJIMUYEHUSI 00BbeMa BBIOOPKH.

Tabmuma 3
KonndecTBo aMOPHOHOB, MOJBEPTTIMXCS BIMSHUIO (PaKTOPOB
KonunuecTso 0 1 5 3 4 5 6
¢daxTopoB
1 rpynma 455 1024 1501 332 72 3 0
2 rpymma 17 855 399 76 10 0 0
3 rpymnmna 150 752 938 181 27 3 0
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B kaxmoilt Bo3pacTHOW Tpymme OBUIO HUCCICIOBAHO BIUSHHUE
BBIIIICYKA3aHHBIX (PAKTOPOB Ha pPHUCK BO3HUKHOBEHHUS IIEPECTPOEK B
ayTocoMax M B TOJIOBBIX Xpomocomax (puc. 3). Haubosbiiee KoIM4ecTBO
XPOMOCOMHBIX aHOMAJIMil BO BCEX BO3PACTHBIX Ipylmnax HaOIIoJaercs B
ayTOCOMax, HAUMEHBIIEE — B IIOJOBBIX XPOMOCOMAX.

2%4%

B AyTOCOMBI
¥ [TonoBBIE XPOMOCOMBEI

¥ AyTOCOMBI U TIOJIOBBIE
XPOMOCOMBEI

4% 4% = AyTOCOMBI

¥ JTonoBble XpOMOCOMBI

= AyTOCOMBI U MOJIOBBIE
XPOMOCOMBI

204 4%
B AyTOoCcOMBI

¥ [TonoBbIE XPOMOCOMBI

= AyTOCOMBI U TOJIOBBIE
XPOMOCOMBI

Puc. 3. Koyin4ecTBO XpOMOCOMHBIX aHOMAJIMH B ayTOCOMAaX M B ITOJIOBBIX
XpomocoMmax: A—B — B mepBoii, BTOPO U TpeThel BO3PACTHBIX IPyIIax

B xone uccrnenoBaHus ObUIM BBIABICHBI pa3HOOOpa3we M 4acToTra
BCTPEYAEMOCTH CTPYKTYPHBIX XPOMOCOMHBIX MEpPECTPOCK y IMOPHOHOB.
XpOMOCOMHbBIE aHOMAQJIMW 3aTparuBalOT Bce 23 mapbl XpPOMOCOM B
kapuoTture. Hanbonee pacrnpoCTpaHEeHHBIMH CPEOH  aHEYIUIOMIHBIX
XPOMOCOM B TpeX BO3PACTHBIX IPYyMIax SBISIOTCS TPHCOMHH U MOHOCOMUHU
15, 16, 21 u 22 xpoMocoM, HaUMEHEe PAaCIPOCTPAHECHHBIMH — HApPYIICHHS
12 xpomocomsl (puc. 4).

CerMmeHTapHbBIE HApyHNICHHS  BCTPEYAIOTCS  HECKOJBKO  Halle
aHeyIUIONIuH, NPEUMYILECTBEHHO Jeieluu W aymiukanuu. HawmbGonee
NOJIBEp)KEHAa HapymieHussM 1 Xpomocoma, HamMmeHee — 12 xpomocoma

(puc. 5).
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600 -
500 -
400 -
= I'pynma 3
300 -
E 'pynmna 2
[
200 - T'pymma 1
100 - A
O 4
1234567 8 910111213141516171819202122
600 -
500 -
400 -
mpynna3
300 -
W [pynna 2
200 - mpynnal
100 -
b
0 .

1234567 8 910111213141516171819202122

Puc. 4. YacToTa BCTpedaeMOCTH aHEYTUIOUINY ayTOCOM B a0COIOTHBIX €TMHUIIAX:
A — tpucomus, b — MmoHOCOMUS
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160 -
140 -
120 -
100 -
W [pynna 3
H [pynna 2
mlpynnal
A
1234567 8 910111213141516171819202122
90 -
W [pynna 3
W [pynna 2
mlpynnal
b

1234567 8 910111213141516171819202122

Puc. 5. YacToTa BCTpeuaeMOCTH CETMEHTapHBIX HApYILICHUH ayTOCOM B
a0COJIFOTHBIX €IMHULAX: A — genenus, b — NYyIUTUKALWA

OMOpPHOHBI C TEpPecTPOMKaMU B IIOJIOBBIX XPOMOCOMax 00JaJaroT
HU3KOI KHM3HECIIOCOOHOCThIO. B CBA3M C 3THM, CHMXKAETCs BEPOSATHOCTH
BBISIBIICHHSI Y HCCIIEyeMOro SMOpPHOHA AHOMAJUH IOJIOBBIX XPOMOCOM
(tabm. 4). Haubosnee yacto B TpexX BO3PACTHBIX BCTPEUYANOTCS aHCYILIOH U
Y XpoMOCOMBI, HAUMEHEe 4acTo — X XpOMOCOMBI. Cpemu cerMeHTapHBIX
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HapyIICHU HaumOoJee paclpOCTPaHCHBl JACTCHUH U AYIUTMKAUH X
XPOMOCOMBI, HAUMEHEE — AYIITUKAIMH Y XPOMOCOMBEI.
Tabmuna 4
YacToTa BCTpeuaeMOCTH XPOMOCOMHBIX IEPECTPOCK B MOJIOBBIX XPOMOCOMaxX B
a0COJIIOTHBIX €IMHULIAX

CerMeHTapHbBIC
Bo3spacrtHas Aneynnonaus
rpymma Xpomocoma HApYUIEHUS
YBenuuenue | YMenblueHue | Jdeneuun | dymnmnkanuu

Ipynma 1 X 37 2 69 23
Y 14 122 33 1

T'pyrna 2 X 3 - 83 21
Y 2 13 6 -

Ipynma 3 X 1 3 15 16
Y 239 84 22 -

Bo BTOpoii Bo3pacTHOM rpymnme He ObLIM OOHApYKEHBI PE3YNIbTAThI
UCCJIEJOBaHUM SMOpHUOHOB, B KAapUOTUIIE KOTOPBIX OTCyTCTBOBana Y
xpomocoma. Jlymmmkanuu Y XpoMOCOMBI y SMOPHOHOB BTOPOH U TpEThei
BO3PACTHBIX IPYIII TaK)Ke HE OOHAPYKCHBI.

3akniouenue. [IpoBenennoe UCCIIEJIOBaHHE pe3yNbTaToB
MPEUMILIAHTAIIMOHHOTO TeHeTH4Yeckoro tectupoBaHus 18994 sMOpuoHOB,
U3 KOTOpbIX y 6795 »MOpuoHOB ObLTM OOHAPYKEHBI XPOMOCOMHBIE
MEepPeCTPOUKH M yKa3aHbl HEOOXOIWMBIE JTaHHBIC, MOKa3al, 4To Hawmboee
yacTo BcTpedaroTcs aHeymioumuu 15, 16, 21 u 22 xpomocom wu
CerMeHTapHble HapymeHus 1 xpomocoMbl. HaumeHee yacTo BeTpedaroTcs
aHomanuu 12 xpomocombl U TOJOBBIX XpomocoM. DakTopamu, Hanboiee
BIUSIONIMMH Ha PHUCK BO3HHKHOBCHHSI XPOMOCOMHBIX TMEPECTPOCK Y
SMOpPHUOHOB YeNOBEKa, SBIIAIOTCS BO3PACT JKCHIIUHBI, BO3PACT MYKUHHBI,
HAIMYUE YTpadyeHHOW OEpeMEHHOCTH B aHaMHe3e, HaJlWudue B CEMbE
XPOMOCOMHBIX aHOMAIIUK y APYTUX JETEH, HaJu4re B CEMbE XPOMOCOMHBIX
AHOMAJIMH y JPYTUX POJCTBEHHUKOB, HajIWuue OoJiee IBYX HEYIAuyHBIX
OKO B anamuese. Haubonbplnee BIMsSHHE HA PUCK BO3HUKHOBEHUS
XPOMOCOMHBIX aHOMAJIU y 3MOpHOHA OKa3bIBa€T BO3pACT POJIUTENEH,
HaUMEHbIIEe — HaJgM4he XPOMOCOMHBIX aHOMAIMA Yy  JOPYrUX
POJICTBEHHUKOB.

Asmopvl  swipasxcarom  6aazo0apHocms  3a6edyloueli.  0OmoenoM
MEOUYUHCKOU 2eHOMUKU MEepcKoll 2enemuyeckoil aabopamopuu OO0 «Medukan
Tenomuxcy wxmn. Topuno Mapuu Anexcanoposne 3a paspewienue Ha
UCNOAL306AHUE OaHHbBIX 2EHEeMUYECKUX mecmuposanuil u
BbICOKOKBATUPUYUPOBAHHOE KOHCYIbIMUPOSAHUE.
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INVESTIGATION OF STRUCTURAL CHROMOSOMAL
REARRANGEMENTS IN HUMAN EMBRYOS

A.V. Molchanova, A.N. Pankrushina
Tver State University, Tver

During the study of the results of preimplantation genetic testing the
frequency of occurrence of chromosomal rearrangements in human embryos
was revealed. The most common are changes in the number of chromosomes
16, 21 and 22, segmental disorders of chromosome 1. After studying the
results, factors affecting the risk of chromosomal rearrangements in human
embryos were identified. These include the age of the parents, the presence
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of a lost pregnancy or more than two unsuccessful IVF in the anamnesis, the
presence of chromosomal abnormalities in other family members.

Keywords:  preimplantation genetic testing (PGT), chromosomal
rearrangements, aneuploidy, segmental disorders, autosomes and sex
chromosomes, the influence of factors, the risk of chromosomal
abnormalities.
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