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AHHOTaINA

YacToTa CTPYKTYPHBIX XPOMOCOMHbIX IIEPECTPOEK CPE/IU MALMEHTOB ¢ HAPYIIEHAMI PeNPOLYKTHBHOI BYHKIMI MOXeT cocTaATh 0T 1,8 1o 8%. K ofnim 13 Hanboree
PENKIX XPOMOCOMHbIX IATOZIOTMII OTHOCATCS MHCEpIM (BCTaBKA XPOMOCOMHOTO Y4acTKa) 1 MHBEpCHsA (IOBOPOT y4acTKa XpoMocoMbl). B HacTosmelt paboTe omucan
KIMHIYECKHIT CITydait IPOrpaMMBbl /ledeH st OeCIUIOAUsA MEeTOJaMI BCIOMOTATeNbHBIX PEPOAYKTHBHBIX TEXHOMOTIIT Y SKEHIMHBI C PEMKOil XPOMOCOMHOIT TepecTpoii-
KOIl: MHCEpLA M MHBEPCHA XPOMOcoM ofHoBpeMeHHO — 46, XX, ins(13;4)(q34;p14p15.3), inv(4)(p14q12). Ompepenens CTPyKTypa i YacTOTa XPOMOCOMHBIX abeppariuit
METOJOM BBICOKOIPOU3BOMMTENHOTO CeKBEHNPOBAHIA Y IIPEMMIVIAHTALMOHHBIX SMOPUOHOB. Pe3y/bTar aHa/mM3a CeKBEHMPOBAHIA TOKa3aJl, YT0 HecOaaHCHPOBAHHbIE
BapMaHTbI 110 M3BECTHOIT ITaTONOrMN cocTaBmmi 9 (56,3%) 13 16 Habmrogermit, py 9ToM B 6 (37%) TOMBKO 110 M3BECTHOI B KapUOTHITE IIaTooriyt 1t B 3 (19%) mpepcras-
JIeHbI OFHOBPEMEHHO C TATOMOTHEI FPYIUX XPOMOCOM WM € MO3anLy3MoM. I1o iToram uccefoBaHys, y IpeuMIVIAHTAOHHBIX SMOPIIOHOB, Ifie OFMH Y3 PORMTeNelt
JIMeeT XPOMOCOMHBIE HapyIIeHN, TOMIMO HecOaTaHCHPOBAHHBIX BAPUAHTOB BCTPEYaeTCA aHEYIUIOUANSA APYTHX XPOMOCOM, He BOBCUEHHDIX B M3BECTHYIO IIATONIOTUIO.
Omnt ormcanst B 3 (21%) 13 14 HabmozeHuit Beeit BBISABIEHHON IIATONOTMIL. B CBsi3M ¢ 9TMM MaiyeHTaM ¢ abepparisMi B KAPHOTHITE PEKOMEHYeTCS 10 BO3MOKHOCTH
TPOBOANTD NMPENMIIIAHTALYOHHOE TeHeTHYeCKOe TeCTHPOBAHIE CTPYKTYPHBIX IIEPECTPOEK METOJAMM, IO3BOIAIOUIMMI AHATU3NPOBATH OJHOMOMEHTHO BCE XPOMOCOMBI.
Hamnpumep, BBICOKOIPOM3BOAUTENbHOE CeKBeHMpoBaHue Ha miardopme Illumina, Bo3MOXHO, CTaHeT a/bTepHATUBOIT PEHATAIBHON AMATHOCTUKE, KOTOPask IPOBOJMTCS
(epTUIBHBIM ITapaM C BBICOKIM PYUCKOM POXJEHIs pebeHKa ¢ HACTECTBEHHOI M BPOXKAEHHOI ATONOrHelt. B clTydae BBISB/IEHNS y IO XPOMOCOMHBIX M3MeHeHMit
Tepeft MALIeHTaMI BCTAeT PAJ STUYECKIIX BOIPOCOB, CBA3AHHBIX C HEOOXONUMOCTbIO IPOBEEHILS MEMMIIVHCKOTO a00PTa, YTO MOXKET IPOTHBOPEUNT VX PEUITIO3HBIM I
MODAJIbHBIM YOEXKEHILAM.

KmoueBbie c10Ba: BCIIoMoraTeIbHbIe PENpOJyKTHBHbIE TeXHONOTMM, IPEUMILTAHTALIOHHOE FeHeTUYecKoe TeCTUPOBaHIe, HapyIleH1e KapioTHIIA, AHEYTIIOU TN, UMILIAH-
Tauysa sMOpyoHa
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Abstract
The frequency of structural chromosomal transpositions can range from 1.8 to 8% among patients with reproductive disorders. There are several types of the rarest
chromosomal abnormalities: insertion (insertion of a chromosomal region) and inversion (rotation of a chromosome region). This article describes a clinical case of the
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infertility treatment using assisted reproductive technologies in a woman with a rare chromosomal abnormality: simultaneous insertion and inversion of chromosomes - 46,
XX, ins (13;4)(q34;p14p15.3), inv(4)(p14q12). The structure and frequency of chromosomal aberrations were determined by high-throughput sequencing in preimplantation
embryos. The result of the sequencing analysis showed that unbalanced variants for a known pathology were detected in 9 (56.3%) out of 16 observations, while in 6 (37%)
only for a pathology known in the karyotype and in 3 (19%) they were presented simultaneously with the pathology of other chromosomes or with mosaicism. According to
the results of the study, in preimplantation embryos, where one of the parents had chromosomal abnormalities, in addition to unbalanced variants, there is aneuploidy of other
chromosomes not involved in the known pathology. They are described in 3 (21%) out of 14 observations of all identified pathology. In this regard, patients with aberrations in
the karyotype are recommended, whenever possible, to carry out preimplantation genetic testing of structural rearrangements by methods allowed to analyze all chromosomes
simultaneously. For example, high-throughput sequencing on the Illumina platform may become an alternative for prenatal diagnostics, which is performed in fertile couples
with high risk of having a child with hereditary or congenital disorders. In the case of detection of chromosomal changes in the fetus, patients are faced with a number of

ethical issues related to the necessity for medical abortion, which may contradict their religious and moral convictions.
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BBepeHue

B HacTosA1Iee BpeMs MCCIeNoBaTeIsIMY Pa3HbBIX CTPaH II0Ka3a-
HO, YTO y NMAIMEHTOB C PasIMYHBIMM HapYLIEHNAMN PEIPOAYK-
tBHOI (pyHkiym (HP®) nsmeHeHnss B XpOMOCOMHOM Habope
BCTPEYAIOTCA B pasbl Yallle, 9eM B momyAnym. Llnrtoreneiraeckoe
uccnegoBanye MMMQpOLNTOB KPoBM (MCCIeIOBaHMe KapUOTHIIA)
SIBIIETCSL «30JI0TBIM CTAHJAPTOM» TE€HETUYECKOrO 00C/enoBa-
HMA cynpyxeckux map ¢ HP®. B obuielt monynsAumy usMeHeHNs
B KapUOTUIIE BCTPEYAIOTCA ¢ YacToToit 1,77+0,06% [1]. YacTora
CTPYKTYPHBIX IIepeCTpOeK B XPOMOCOMax y mHamyeHTos ¢ HP®
Habmomaercs B 2,37% ciy4aes [2]. B HacTosiiee BpeMst M3BECTHO
0 800 BapmaHTaxX XpOMOCOMHBIX AaHOMAJINIi, CBA3AHHBIX C M3Me-
HeHMEeM YIC/Ia XPOMOCOM WIM MX CTPYKTypbl. OfHUMM 13 pefi-
KIX XPOMOCOMHBIX IIATOJIOTMil ABJIAIOTCSA MHCepuusA (BCTaBKa
XPOMOCOMHOTO y4acTKa) U MHBepcus (IIOBOPOT yYacTKa XpOMO-
comnl) [3].

Kak mpaBmuso, cb6anaHCMpOBaHHbIE XPOMOCOMHbIE IIEPECTPOIi-
K/ He BAMAIOT Ha 3[0poBbe MX HocuTeneil. OfHaKo y /ofeit ¢
M3MEHEHHbIM KapUOTUIIOM B IIpOLiecce Ae/IeHMs KIETKU MOTYT
(dbopMupoBaThCcs raMeThl ¢ HecHaTaHCHPOBAHHBIMY BapUaHTaMU
XPOMOCOMHBIX ITepecTpoeK. OMOPVIOHBDI, TOTy4YeHHbIE B Pe3y/Ib-
TaTe OIIOLOTBOPEHNS TAKNUX IIONOBBIX K/IETOK, OYyT MMeTb T1a-
TOJIOTMIO B XPOMOCOMHOM Habope, KOTOpasi MOXeT IIPUBOANTD
K OCTAQHOBKE PasBUTUA OepeMEeHHOCTH, CaMOIPOM3BOIBHOMY €€
HpepbIBaHNIO, A TaKXKe AB/IATbCA MPUYMHON POXJEHUS TeHe-
TUYECKU OGONIbHOTO pebeHKa. VIMEHHO MO3TOMY XPOMOCOMHbIE
U3MEHEHVA B KapyOTHUIIe IAIMeHTOB, IPOXONAIINX JiedeHue B
[IpOrpaMMax BCIIOMOTATe/IbHBIX PEIPOYKTUBHBIX TEXHOJIOTHI
(BPT), MOryT mpMBOAUTD K CHIDKEHMIO 3(PQPEKTUBHOCTI ITUX
MIPOrpaMM.

C 1menpl0 NpOPUIAKTUKY POKAEHMA OGOIBHOrO pebeHKa U
HeBBIHAIIMBaHNsA 6epeMEeHHOCTM B paMKax mporpamMm BPT He-
06XOfiIMO TIPVMEHSTh HPEUMIUIAHTALIIOHHOE TeHEeTHYeCKoe
TeCTMpOBaHMe Ha aHeymtouauu B smOpmonax (III'T-A). A y
IAI[YIEHTOB C HAPYIIEHWAMY B KaDMOTHUIIE LIe/leCOOOPAa3HBIM SIB-
TAETCA UCCTIEIOBAHVE XPOMOCOM, BOBJIEUE€HHBIX B IIePeCTPOJIKY,
T.e. IPeMMIUIAHTAL[IOHHOE TeHeTNIeCKOe TeCTUPOBAHNE CTPYK-
TypHbIX nepectpoek (III'T-CIT).

Jo HacrosIero BpeMeHu Haubo/ee PacIpOCTPaHEHHBIMU
metopamu IIT'T-CII apnsanuch GpayopeciieHTHAA TMOPUAN3ALI
in situ (FISH), komn4ecTBeHHass GayopeclieHTHasA MONMMepas-
Has nenHasa peakuus (KO-IIIIP), cpaBHuTeNbHasi reHOMHas
rubpupnsanust (arr-CGH). OpHako faHHbBIE METOVIKY MIMEIOT
PSR NPUHUMINAIBHBIX OTPAaHNYEHMII M He BCErfja OTPaKaroT
IIO/IHYI0 KapTHHY MOJIEKY/LAPHOTro KapuoTuia. [TocieqHme rons
IIMPOKOe PACIHpPOCTpaHeHNe MPUOOpeT COBpPeMEHHBII MeTOf
BBICOKOIIPOU3BOANTENBHOTO cekBeHnpoBaHuA (NGS), koTopslit
BCe 60/Iblile BBITECHSET APYIie METOABI IIPENMIUIAHTALIIOHHO-
O TeHETNIECKOTO TECTUPOBAHMA B 3apyOEXKHBIX ¥ POCCUIICKIX
kmHuKax BPT. NGS 6oree TO4HO 0OHApy>XMBaeT U aHEYIUIO-
upny, ¥ genenyu/pymwmkanyy. [IpyHIuI faHHOTO MeTofa I10-
CTPOEH Ha PACIIO3HAHMMU IIOCTIEIOBATENbHOCTY HYKJIEMHOBBIX
KMCJIOT, YTO CYLIIeCTBEHHO OT/INYAET €r0 OT APYIUX TaKTHUK.

B Hacrosimtest paboTe onucaH KIMHUYECKWIT CTyYali Iporpam-
Mbl jTedeHys Oecruiogys Meromamu BPT y manuenTtku ¢ aHo-
MajbHBIM KapuotuioM 46,XX,ins(13;4)(q34;p14p15.3),inv(4)
(p14ql2), coueraromum MHCEpUMIO U MHBepcuio. Takxke B pa-
60Te ompenesieHbl CTPYKTypa M 4acTOTa XPOMOCOMHBIX abep-
paumii B IpeuMIIIaHTAIOHHBIX SMOPMOHAX HECKOIbKUX IIPO-
rpaMM CTUMY/IALUM OBYALMU MeTofoM NGS.

OnucaHue KNMHUYECKOTO cnyyasn

B 2020 r. mannenTka 3. 37 meT obparmiack ¢ xamobamm Ha
OTCYTCTBYE HACTYyIUIeHWsI GepEeMEHHOCTHU B Te4eHue 5 JIeT pe-
TY/LIPHOI TIOIOBOI >KM3HM 6e3 KOHTparenuuu. VI3 aHaMHe3a:
MeHCTpyauuu ¢ 17 j1eT, UK/ peryIApHbIi IO 5 JHEN 4epes
26 pHeit 6e3 ocobenHocTelr. B 2015 1. mpoBeeHa amapocKo-
IuA C pe3eKlyeil MpaBoro AMYHUKA 0 MOBOAY 3HAOMETPUO-
U[IHOJ KUCTBI. Y >KEHIVHbI BBIABIEHbI OPOHXOIKTaTHYeCKas
607Ie3HDb 1 XKeNMyJOYKOBasA 9KCTPACUCTONNA, TUIIOTHpeo3. [Ipu
LMTOTEHETYECKOM aHa/M3e KapMOTuIA IMalMeHTK! BbIABU-
7 U3MEHEHMs B BUJe MHCEPUMM U VMHBEPCUY OJHOBPEMEHHO:
46,XX,ins(13;4)(q34;p14p15.3),inv(4)(p14q12). HacnepcrseH-
HOCTb He OTArolleHa. Kapuotun popuresnest >XEHIIMHDBI U POJ-
Horo 6para B HOpMe. My)X ManueHTKu 44 jieT, COMaTHYeCKN
3I0pOB, ieTell HeT, I0Ka3aTe/lu CIepMOrpaMMbl: 06beM 3 ML,
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Puc. 1. llpumep pe3ynbraTtoB aHanN30B CeKBEHMPOBAHUA

KneTok TpopakTonepmbl metofom NGS Ha nnatdpopme lllumina

B nporpamme BlueFuse Multi y nayueHTku ¢ Kapuotunom
46,XX,ins(13;4)(q34;p14p15.3),inv(4)(p14q12): a - Seq(1-22)x2,(XY)
X1, HOpManbHblii MoneKyNAPHBIN kapuotun; b — Seq(4p15.31-4p14)
x3,(XY)x1, BblABNEH AONONHUTENbHBIN FeHETUYeCKIN MaTepuan yuacTka
4p15.31-4p14 xpomocombl 4; ¢ — Seq(4p15.32 -> 4p14)x1,(1023.31 ->
10926.3)x1,(15)x1,(XY)x1, BblABNEHa Hel0CTaua reHeTUYECKOro MaTepu-
ana yyactka 4p15.31-4p14 xpomocombl 4, yuactka 1023.31-> 10q26.3
Xpomocombl 10 1 MOHOCOMIA XPOMOCOMBI 15.

Fig. 1. An example of the test results of the trophectoderm

cells sequencing in a patient with a karyotype 46, XX, ins (13;4)
(q34;p14p15.3), inv(4)(p14q12) by NGS on the lllumina platform
using BlueFuse Multi software: a — Seq(1-22)x2,(XY)x1, normal
molecular karyotype; b — Seq(4p15.31-4p14)x3,(XY)x1, additional genetic
material of the 4p15.31-4p14 region of chromosome 4; ¢ — Seq(4p15.32
-> 4p14)x1, (1023.31-> 10926.3)x1,(15)x1,(XY)x1, a lack of genetic
material of the 4p15.31-4p14 region of chromosome 4, the 10g23region.31
->10q26.3 chromosome 10 and monosomy of chromosome 15.
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KOHI[EHTpaIMs ClepMaTo301goB 30 MTH/MIT, HOfBIDKHBIX CIIep-
Maro3ouaoB 82%, MOpONIOrMYecky HOPManbHBIX GopM 4%.
Bpak y o6oux cynpyros mepBblif, He POACTBEHHBIN. [TanyeHThI
U3BABWIN XKenaHue Ha nposefierne nporpamMmel BPT ¢ III'T-CII
meTogoMm NGS.

JKenmue nposemm 3 nMKIa CTUMY/IALINN IO CTAHLAPTHOMY
MIPOTOKOY C AHTAarOHMCTaMM TOHAfOTPONUH-PUIN3UHT-TOP-
MOHAa C IpuUMeHeHMeM IpenapaTtoB lonan-®, OpranyTpah,
Hudepenun. ITocne oCylecTBIeHNA OIUIOLOTBOPEHUA METO-
IOM MHTPAIUTONIA3MAaTUYECKON MHBEKIMM CIlepMaTo3oua
(MKCW) ooumThl IepeHeceHsl B KynbTypanbHylo cpeny CSCM
(Irvine Sc., CIIIA) ¢ menpi0 HanbHENIIETO KYIbTUBUPOBAHNA.
O1LeHKY HACTYIUIEHUS CTafUM [BYX IPOHYK/IeycoB (popMupo-

BaHNUS 3UTOTHI) IIPOBOAMIN depe3 14-16 4 mocCyIe OIUIONOTBO-
peHnsA. Bce aTanbl Ky/IbTUBUPOBAHNS OCYIIECTB/ISUIA B MY/Ib-
TUra3oBpix nHkybaropax COOK (VMpnanamsa) B Kamiix Io
25 mxi nog MacioM (Irvine Sc., CIIA). Cpegy CSCM (Irvine
Sc., CIIIA) He MeHANM B TedeHMe 4 CYT Ky/IbTUBMPOBAHUA.
Ha 5-e cyTku mocie OIUIOBOTBOPEHMUA IIPOBENN IIPOLERYpPY
6uoncun Tpodakrogepmsr st BononHenns [II'T-A n III'T-CII
110 nokazauuAM. B 1-m unksie BPT nonyunmmn 3 smbpuoHa, npu-
rogubix s III'T-CIT, Bo 2 1 3-M — 7 1 6 COOTBETCTBEHHO. Beero
IS aHa/IM3a MOCIIe CeKBEHUPOBAHNS JOCTYIIHO 16 SMOPIOHOB.
OHM IOfIBepIINCh KPUOKOHCEPBALMY METOJOM BUTPUDUKALIIN
Ha cpepiax Kitazato, XpaHeHue B yCTIOBUAX SKUAKOTO a30Ta.

Ilepen cexBeHMpPOBaHMEM OCYILECTB/IANACH TIOTHOT€HOMHAs
ammmoukauya [THK-xiaetox Tpodakrogepmbl. C HOMOIIbIO
aneKTpodope3a IPOBOAWICA aHAMM3 KaueCTBa IIOTyYEHHOTO
npopykra WGA. IIT'T-CII ocymectsiancsa metofom NGS Ha
npubope MiSeq kommannu Illumina ¢ mprMeHeHreM KoMMep-
veckoro Habopa VeriSeq PGS Kit. [lanHsle, omydeHHble IpU-
60poM, 06pabaThIBaNNCh C IIOMOIIBIO IPOrPaMMHOro obecrie-
vyenns BlueFuse Multi.

ITo pesynbraram IIT'T-A u IIT'T-CII, BHIIOMTHEHHBIX IO Me-
toguke NGS, ¢ HOPMa/NbHBIM MOJEKYIAPHBIM KapUOTUIIOM
6b110 2 3M6p1OHa: IO offHOMY B 1-M nukite BPT u 3-m nuxie
crumymnanyu. Poto npodurel ceKBeHMPOBaHMA B IIPOrpaMMe
BlueFuse Multi npefcraiens! Ha puc. 1. B pesynbrare nepeHoca
30pOBOro 9MOpIOHa B 1-M LMK/Ie CTUMY/IALMY OepeMEeHHOCTD
He HacTyIMIa. 3T0POBbI SMOPUOH, HOTyYeHHBII B 3-M LIUK/Ie
CTUMYJIAINMA, 10 HACTOSILEI0 BPEMEHU XPAaHUTCA B YCIOBUAX
JKIJIKOTO a30Ta.

CreKkTp XpOMOCOMHOJ HaTO/NOTMM BO BCeX INpEeMMIUIAHTa-
ILIIOHHBIX 9MOpVOHaX, BbUsIB/IEHHBIT Ipy NGS, HpefcTasieH B
Tabm. 1.

Pesynbrar aHa/IM3a CeKBEHMPOBAHMA TI0Ka3all, YTO HecOaIaH-
CUpPOBaHHBIE BapMAHTLI IO M3BECTHON IATONIOTMM COCTABU/IN
9 (56,3%) Habmogennit u3 16, mpu 3ToM B 6 (37%) TOMBKO 110 U3-
BECTHOI B KapyoTuIle matonoruu 1 B 3 (19%) mpefcTaBieHsl Ofi-
HOBPEMEHHO C TIaTOJIOTMel APYTMX XPOMOCOM MU C MO3aUIIN3-
MOM. DMOPIOHBI € aHEYIIOU/MEN XPOMOCOM, He BOB/IEYEHHBIX B
XPOMOCOMHYIO IIepeCTPOIIKY, IoKa3aHbl B 3 (21%) HabmoopeHnsx
13 BCell BbISIB/IEHHON naTormoruy (14 cydaes).

ITpu mepeHoce sMOpMOHA C HOPMA/IbHBIM MOJIEKY/IIPHBIM
KapUOTHUIIOM, TIOTTyYeHHBIM B IepBoit momnbiTke BPT, 6epemen-
HOCTb He HacTymula. B HacTosIlee BpeMs MalMeHTKA TOTOBUT-
s K TIePEHOCY BTOPOro SMOPMOHA C HOPMa/IbHbIM MOJIEKYILAP-
HBIM KapMOTUIIOM.

06cyxpaeHne

OpHuMu n3 Hanbosee CIOKHBIX MALMEHTOB, HY>K/JaIOMIMXCs
B sedeHun Gecronus Metoamu BPT, sBisaioTcs mapsl, rae y
OJIHOTO M3 CYIIPYTOB MMEKTCS XPOMOCOMHbIe abeppaunmu. V3
0cobeHHOCTel aHaMHe3a JAHHON TPYIIIbI IMAL[EHTOB MOXXHO
OTMETUTH [INTENbHBII MepUof OeCrIofus, MHOXXeCTBEHHbIE
HeynauHble nonbITkM BPT, camomponssonbHOe NpepbiBaHue
6epeMeHHOCTH, a TaKXKe POXIeHMEe peOeHKa C BPOX/EHHOI
XPOMOCOMHOJ TIaTO/IOTHEN. HmcxyTaéeanmM cpenu crienma-
JIVICTOB PA3HBIX CTPAH OCTAETCSI BOIPOC O L{e7IeCO0OpasHOCTI
npuMeHeHns nporpamMm BPT y mamueHTOB ¢ HapyuleHmAMNI

Ta6nuua 1. CrpyKTypa XpoMoCOMHOI NaToNoruu, BbIABAECHHOM NPy CeKBEHUPOBaHNUN 06pa3LL0B KNeToK TPopIKTOAEPMbI
Table 1. The structure of chromosomal pathology detected by sequencing of trophectoderm cell samples

He c6anaHcupoBaHHbie He c6anaHcupoBaHHbie IMO6pPMOHDI, He c6anaHMpoBaHHble IM6puoHbI c aHeynnoupmei Mozanuuzm
3MOPUMOHDI N0 U3BECTHOI 3MOPMOHBI N0 U3BECTHOI 10 M3BECTHO NepecTpoiike XPOMOCOM, He BOB/IeYEHHbIX X om::om
nepecrpoiike nepecrpoiike C MO3anLU3MOM M CnaTonorueii Apyrux Xxpomocom B XPOMOCOMHYI0 NepecTpoiiky P
6 2 1 3 2
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B KapuoTHIle M He MMeoLMX Oecmopmsi B aHamHese. Ilo
YTBEPXK/ICHNIO OFHUX MCCIIEfIOBATeNel, Y 9THUX Tap BO3MOYKHBI
HACTYIUIEHIE CaMOIIPOU3BOIbHON OepeMEeHHOCTI U POXKAEHNE
300pOBOro pebeHka 6e3 mpumenenus nporpamm BPT, oguako
Opyrue BBICTYNAIOT IPOTUB MOTEHI[MAIbHOTO PUCKA U 3asABIA-
I0T O PallMOHA/NIbHOCTY COKpAIlleH!Us BpeMeHM HaCTYIUIeHUA
OepeMeHHOCTH 3[00pOBBIM IUTOfoM. st 6onee ryboKOro mo-
HUMaHMA Tpollecca Meifo3a y MalMeHTOB CO CTPYKTYPHBIMU
IIepecTpoilkaMy B XPOMOCOMHOM Habope HeOOXOHMMO IIpO-
BOJNUTH M3y4YeHNe KapMOTUIIA UX SMOPMOHOB. Pe3ynbTaTnl Ka-
PMOTUIIVMPOBaHMA 3MOPMOHOB MOTYT IIO3BOMUTH pa3paboTaTh
6oriee TOYHBIE METO/bI IPEUMIIIAHTALIMOHHOTO TECTHPOBAHN
U TOYHEe PAacCYMTATh PUCKM BO3HMKHOBEHUA XPOMOCOMHOI
maronornu y pebenka. JJaHHoe McciefoBaHue HOKasaao, 4TO
npuMeHeHre NGS-cekBeHMpoBaHusA Ha I1aThopMe KOMIIAHUN
[lumina cTaneT XOPOILINM MOATOTOBUTENbHBIM 9TanoM B [1I'T-
CII. 9ra mrardopma MO3BOJAET aHAIU3MPOBATb OKOMIO 1 MIIH
HpouTeHnit (pUFOB) B OXHOM 0Opasiie, YTO SAB/IAETCSA MPUHIN-
MMaabHBIM OT/INYMEM OT JPYTMX KOMIaHui (B CpaBHEHMHU C
150-200 TbIC. HPOYTEHNIT Y APYTUX KOMIIaHMII). YBeIMYeHHOe
KOMMYECTBO TIPOYTEHMII KaueCTBEHHO BINMAET HAa TOYHOCTD
BBIAB/IEHNI TeHeTNYeCKUX HapylleHuii. IIpy HamrpaseHun ma-
nueHToB Ha III'T-CIT Heo6X0IMMO He TONbKO MpUABaTh 3HA-
YeHye METORY CEKBEHMPOBAHsI, HO 1 oOpaliaTh BHUMaHMe Ha
w1atGopMy, Ha OCHOBE KOTOPOIl NMPOBOAATCS TeCTMPOBAHMSL.
Io nccnemoBaHMAM ApPYyrux aBTOpoB, MeTof, NGS y mauneHnTos
C M3MEHEHHbIM KapMOTUIIOM 3HAYNMTENTbHO TOYHEE BBIAB/IACT
XPOMOCOMHBIE M3MeHeHUs Y 9MOp1OHOB. COIIaCHO PeTpOCIeK-
TUBHOMY TecTupoBaHMIo nponykra WGA nocre aCGH meto-
oM NGS BbIABIEeHbBI M3MEHEHNUA Y4aCTKOB XpoMocoM de novo
U TIOHV>KEHHBIN ypOBeHb Mo3aunusma, rae aCGH naxopucs B
Ipefie/lax HOPMaTUBHBIX 3HaueHwil [5]. VI utorn aBTOpoB cra-
TBb, ¥ JaHHbIE IPYTYX CIEIMAIVCTOB HOATBEPANIIN, ITO METOT
NGS 4eTko BbIAB/IsAET B 9MOPMOHAX MO3ANIIN3M, A TAKXe Jese-
uuy, BYIUVIMKAauy 1 aHeymonaun. B. Brunet u coasT. npupep-
XKVMBAIOTCSA 3TUX Pe3y/IbTaTOB [6].

3aknioyeHue

Ha ocHOBaHMM IO/Ty4€HHBIX NAHHBIX MOXXHO IOATBEPHNUTD,
gro III'T-CIT metomom NGS sBnseTcss OGHUM U3 CaMbIX TOY-
HBIX METOJIOB IIO OIIpefie/IeHNI0 XPOMOCOMHBIX abepparuit y
NPEeVMIUIAHTALMOHHBIX SMOPUOHOB U HOJ/DKEH ObITH peKOMEH-

[IOBaH y Hap C M3MEeHEHHBIM KapMOTHUIIOM B PaMKaX IIPOrPaMMbl
BPT c nenpio npodmmakTUKM HeBbIHAIIMBAHNA 6epeMEHHOCTI,
POKZIeHNs 60/IPHOTO pebeHKa.

IIpencraBneHHble B HACTOALIEH CTaThe MCCAENOBAHMA II0-
Ka3bIBAIOT, YTO HAXO[KM C XPOMOCOMHBIMM M3MEHEHMAMU Ka-
pMOTHUIIA BO3MOXXHBI ¥ IIPEMMIUIATALIVIOHHBIX 9MOPUOHOB Ia-
LIMIeHTOB B BHUJie TeHETMYECKUX VI3MEHEHMII IPYIUX XPOMOCOM
(B yacTHOCTM, MO3aMIM3Ma) IOMMMO IIaTOIOTHM, BOB/IEYEHHBIX
B [IEPECTPOIIKY XPOMOCOM, UTO HOATBEPXK/AACTCS Pe3y/IbTaTaMu
mpyrux uccneposareneit [4]. Hannune pasHooOpasHOIl TPYIIIIbI
XPOMOCOMHBIX aHOMA/Nii yKa3blBaeT Ha HEOOXOZMMOCTb MC-
C/IefloBaTh SMOPUOHBI Y 9TOJ IPYIIIbI ALIMEHTOB Ha BCE XPOMO-
coMbl. COBpeMeHHOII a/IbTepPHATUBOI Ha YPOBHE C IIpeHaTallb-
Holt guarHoctukoit Moxet sBuUThcA IIT'T-CII metogom NGS y
CYIIPY>XeCKUX Iap, KOTOpble UMeIT (aKTOp PUCKa POXIEHUA
pebeHka ¢ BPOXKZEHHON WM HACTENCTBEHHON MATONOTHEN,
M60 y KaTeropuy IAIMEeHTOB, KOTOpPble BBICTYNMAIOT HMPOTUB
MEJUIITHCKOTO a60pTa I10 PETUTVIO3HBIM, MOPA/IbHBIM MIIH AAPY-
TUIM MOTUBAM.
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