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PE3IOME

Llenb MccnepoBaHmaA: onpefenuTb Y4actoTy U CTPYKTYPY XPOMOCOMHbIX HapyLieHWi METOAOM BbICOKOMPOW3BOAUTENbHOTO CEKBEHUPOBAHUS
(Next Generation Sequencing, NGS) y 3MOp1OHOB, NONYYEHHbIX B MPOrpamMme BCMOMOraTeNbHbIX PenpoAyKTUBHbIX TexHonoruit (BPT) y cynpy-
KECKMX Nap C XPOMOCOMHbIMU TPAHCNOKALMUAMY.

Nln3aiiH: 06cepBaLMOHHOe OAHOMOMEHTHOE UCCNE[0BAHME.

Marepuanel n meToAbl. Matepuanom nccnefoBaHna CyXUnu KNeTku Tpoth3KToaepMbl 236 3IMOPUOHOB, NONYYEHHBIX OT 54 CyNpy)eckux nap,
B KOTOPbIX Y OHOMO U3 CYNpyroB oTMeYanu U3MeHeH!s KapuoTUna; BO3PACT KEHLNUH COCTaBAsN OT 28 [0 42 neT. [lnarHoCTMKa NpoBoOAUNach
meTofom NGS Ha npu6ope MiSeq komnanuu Illumina. [laHHble o6pabaTbiBany ¢ noMolLbio nporpaMmHoro obecneyerns BlueFluse Multi.
Pe3ynbrartbl. IM6PMOHOB C natonorueit GbINO CTATUCTUYECKW 3HAYMMO 6OJblie y CYNPYKECKUX Nap C PeuunpoKHbIMU TPaHCIOKaLUsMU
B kapuoTtune. MpoLeHT IMOPUOHOB C aHEYMIOUAMEN XPOMOCOM, He BOBNEYEHHBIX B TPAHC/IOKALMIO, GbIN CTAaTUCTUYECKM 3HAYMMO BbillE Y Nap
C pobepTCOHOBCKUMY TPaHCNOKaLUAMM B KapuoTune.

3akntoueHue. NGS c ncnonb3osanuem nnardopmbl komnanuu Illumina — 370 xopowuit NpohUNaKTUYECKUIA METOL, B NPEUMNIAHTALUOHHOM
reHeTMYECKOM TECTUPOBAHUM CTPYKTYPHBIX NEPECTPOEK, OH MOXET GbiTb PEKOMEH[0BAH s NPO(UNAKTUKM HEBbIHAWWBAHUA GepeMeHHOCTHU
1 poxpaeHus 6oabHOro peGeHka B pamkax nporpammbl BPT y cynpyieckux nap ¢ MU3MeHeHUsiMU B KapuoTune.
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ABSTRACT

I Study Objective: to determine the rate and structure of chromosomal abnormalities using Next Generation Sequencing (NGS) in embryos
obtained with the help of assisted reproductive technologies (ART) in couples with chromosomal translocations.
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Study Design: observational cross-sectional study.

Materials and Methods. Study material was trophoblast cells of 236 embryo from 54 couples, where one partner had modified karyotype;
patients’ age was 28 to 42 years. Diagnostics was performed under NGS method using MiSeq device (Illumina). Data were processed with
BlueFluse Multi software.

Study Results. Embryos with pathologies were statistically more numerous in couples with reciprocal karyotype translations. The share of
embryos with aneuploidy of chromosomes not involved into translocation was statistically higher in couples with Robertsonian karyotype
translocations.

Conclusion. Illumina-based NGS is a useful preventive method in pre-implantation genetic testing of structural recombinations; it can be
recommended to prevent miscarriage and delivery of a sick child during ART programs in couples with modified karyotype.

Keywords: pre-implantation genetic testing, Robertsonian translocation, reciprocal translocation, chromosomal pathology, Next Generation
Sequencing, extracorporal fertilization.
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BBEJEHUE

B HacTtosilee BpemsA y4eHbIMW pasHbix CTpaH [OKa3aHo,
YyTO Yy NaUMeHTOB C HapyleHWeM penpopyKTUBHOW CYHK-
umm (HP®) reHeTuyeckue M3MEHEHUS BCTPeEYAlOTCA B pasbl
yaue, yem B o6wen nonynsumum [1, 2]. «30710TbiM CTaHAAPTOMY
reHeTu4Yeckoro obcnefoBaHus cynpyxeckux nap ¢ HP® crano
LMTOTeHETUYECKOE UccnefoBaHne nuMdboLUTOB KpoBK (1ccne-
LOBaHMe KapuoTuna). Yactota CTPYKTYpHbIX NepecTpoek
B XpPOMOCOMax Yy 3TOi rpynnbl NaLMeHTOB MOXeT BapbMpoBaThb
0T 1,8% p0o 8%. B 06Lieit nonynaLmMm XxpoOMOCOMHbIE U3MEHEHUs
BCTpeyaloTcs ¢ yactoToit ot 0,1% po 0,5% [1, 2]. Ha cerog-
HAWHWA AeHb HAacYUTLIBaOT 0Kono 800 BapnaHTOB XpOMOCOM-
HbIX @HOManuii, CBA3aHHbIX C W3MEHEHWEM 4Yucna XpPOMOCOM
UAN UX CTPYKTYPbI.

XpOMOCOMHbIe TpaHCIOKaL MK ABAAIOTCA CAMOW 4aCTOW CTPYK-
TYPHOII NepecTpoiikoit kapuotuna. TpaHcnokauun nofpasgena-
10T Ha pOGEPTCOHOBCKME U PeLMNpPOKHbIE.

Mpu po6GepTCOHOBCKMUX TPAHCIOKALMAX MPOUCXOAUT CIUA-
HUe BYX aKPOLLEHTPUYECKMUX XPOMOCOM C 06pa3oBaHUEM OLHOI
MeTaLeHTPUYECKON UNU CyOMEeTaLeHTpUYECcKO XpOMOCOMBI.
KapuoTun nauyuneHTa copepxut 45 XpomocoMm.

Mpn peumnpoKHbIX TPAHCNOKALWAX MPOUCXOANUT B3aUMHbIi
o6MeH yyacTkamu Mex gy xpomocomamu. B atom cnyyae kapuo-
TWUN NaLWeHTa COAEPKMUT 46 XPOMOCOM.

CbanaHcpoBaHHbIE XPOMOCOMHbIE MEPECTPOIIKH, KaK NpaBu-
110, He BAIMAIOT Ha 3[,0poBbe Yenoseka. OAHaKO y HOCUTeNemn Xpo-
MOCOMHbIX U3MEHeHUil B Meit03e MoryT GOpMUPOBATLCA ramMeThl
C HecbanaHCMpPOBaHHbIMW BapuaHTaMu. IMOPUOHbI, 3ayaTble
U3 TaKUX NOJIOBbIX KIETOK, OYAYT UMETb MaToNormio Kapuotuna,

KOTOpas MOXEeT NPUBECTU KaK K POXKAEHUIO reHeTUyecku 6onb-
HOro peGeHKa, Tak U K 0CTAaHOBKe Pa3BUTUS GEPEMEHHOCTH, CMo-
€o6CTBOBATb CAMONPOU3BOJILHOMY €€ NpepbiBaHMUIO.

C yyeToM BbIWECKA3aHHOMO CleAyeT MOMHUTb, YTO Hanuyue
XPOMOCOMHbIX abeppaLuii B KapuoTune y nalMeHToB nNporpam-
Mbl BPT NpuUBOANT K CHUXEHWMIO Yncna GNaronpuaTHLIX UCXOLO0B.

B pamkax 3KO npodunaktuyeckue mMeponpustus JOMKHbI
CBOJUTBLCA K CENEKL MM U NePeHOCY TObKO 3[0pPOBOT0 3IMOpUO-
Ha B NONOCTb MAaTKW. PewnTb 3Ty 3aflayy BO3MOXHO, NPUMEHASA
npeuMnnaHTauMoHHoe reHeTuyeckoe Ttectuposanue (MIT),
KOTOpOe MpPOBOAUTCA OObIYHO Ha KIeTKax, Mojy4YeHHbIX
OT NATULHEBHbIX GnacToLuCT.

MIT-CN (npeMmnnaHTaLMOHHOE reHeTUYeCcKoe TeCTUpoBaHue
CTPYKTYPHbIX NEPECTPOEK) Yy NaLMEHTOB C U3MEHEHHbIM Kapuo-
TUNOM ABNAETCA OAHUM W3 [NaBHbIX 3BEHbEB B LENoyKe npo-
(hUNaKTUYECKUX MEpOnpUATUIA MO NPeSoTBPALLEHMIO HEe TOJIbKO
pOXAeHUs 60nbHOTO pebeHKa, HO U HaCTyNAeHUs GepeMeHHOCTH
60nbHbIM MioaoMm [3].

Mpn nposepenun [MIT-CM y nayneHTOB C HapyweHWAMM
B KapuoTune HEOOXOAMMO He TONbKO WU3Y4UTb XPOMOCOMBI,
BOBJIEYEHHbIE B TPAHCIIOKALMIO, HO U LONONHUTENbHO Uccneso-
BaTb MX Ha CaMble PacnpocTpaHeHHble XPOMOCOMHbIE Hapylie-
Hus (cungpomsbl layHa, Matay, IaBapaca).

[o HacToAwero BpemeHu OCHOBHbIMM MeTogamu [IT-
CN 6binu FISH (dnyopecueHTHas rubpugmsauus in situ),
KonuuectBeHHas dnyopecueHtHas MNLUP, aCGH (cpaBHuTenbHas
reHomHas rubpuamsauus). OfHaKo 3TM MeTofbl UMelT psj
NPUHLUMNUANBHBIX OFPaHUYEHUA W He BCeraa OTpaxaloT nos-
HYt0 KapTUHY UCCNef0BaHNA XPOMOCOMHOO Habopa 3MOpUoHa.
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CoBpeMeHHbIii MeTof, BbICOKOMPOW3BOAUTENLHOTO CEKBEHM-
poBaHus (Next Generation Sequencing, NGS) ceityac BbiTecHseT
apyrue metogbl NI 1 HaxoauT BCe Goslee WIUPOKOE NpUMeHeHue
B KIMHMKax BPT 3a py6exom u B Poccun. CekseHnposaHue 6onee
UEeTKO yKa3biBaeT He TOJIbKO Ha aHeymaouanK, HO U Ha Haanuue
neneuuit/pynavkauuit. Mpuaumn NGS npuHLMNKANLHO OTANYAET-
ca oT npuHumnos apyrux metogos MNIT. [laHHbI MeTOL OCHOBaH
Ha onpepeneHnn NocneAoBaTeNbHOCTU HYKNENHOBbIX KUCAOT.

MrT-CN metonom NGS 3aBoeBbiBaeT Bce 60MbLIYIO NONyAsp-
HOCTb NPU AUATHOCTHUKE XPOMOCOMHbIX HapyLWeHUi y IMOPUOHA.
My6anKaLumuu aBTOPOB U3 PasHbIX CTPAH YKa3blBaKT Ha ycnel-
HOe MpUMeHEeHNe CeKBEeHMPOBAHWA HOBOIO MOKOMEHWA Yy Nauu-
€HTOB C HapyLWeHHbIM KapuoTunom [4, 5].

Lenb uccnepoBaHuA: onpefennTb 4YacToTy U CTPYKTYypY
XPOMOCOMHbIX HapyleHuit metogom NGS y 3mOpuoHOB, nony-
YeHHbIX B mporpamme BPT y cynpyxecknx nap ¢ XxpOMOCOMHbIMU
TpaHCnoKaLuamm.

MATEPUAJIbI U METO/1bI

B wnccnepoBaHue BKAKOYEHbI CynpyXeckue napbl, B KOTOPbIX
Y OAHOTO M3 CyNpyroB B KapuoTune Gblna BbiABIEHA XPOMOCOM-
Has nepecTpoika. Mapsl pa3genunu Ha fBe rpynnsl — ¢ pobepT-
COHOBCKMMU U C peLUNPOKHbIMU TPAHCIOKALMAMU B KApUOTUNe.

Pa6ota nposogunack ¢ 2015 no 2019 rog B KnuHuyeckom
rocnutane Ha fy3e, LleHTpe reHeTMYeCKUX UCCNefOBaHUIA
«XaWTek [eHeTuKCy.

Kputepnem BKItOYEHNS CTANO HaAM4Me XPOMOCOMHOW nepe-
CTPOWKM B KAapUOTUNe, KpUTEPUEM UCKIIOYEHUA — HOPManbHbIN
Kapuotun.

Matepnanom wnccnefoBaHUA CAYXUAU KNeTKW TpodaKTo-
AepMbl 236 3MOPUOHOB, MOJYYEHHBIX OT 54 CYNpyXeckux nap,
B KOTOPbIX Y OAHOrO M3 CYNpyroB 0OTMeYanu U3MeHeHWUs Kapuo-
TUNA; BO3PACT XEeHLWWUH coCTaBnan ot 28 [0 42 neT.

Crumynaumio cynepoBynAauMM NPOBOAUAN COMACHO CTaH-
LapTHbIM NMPOTOKONAM B 3aBUCMMOCTW OT FOPMOHAbHOIO Mpo-
bUnA ¥ MHAMBUAYANbHBIX 0COOEHHOCTEN XKEHILUHDI.

[unarHoctnka ocywectsnanace metogom NGS Ha npubope
MiSeq komnavum Illumina. [aHHble, mony4yeHHble npubo-
poM, 06pabaTbiBann C MOMOLWbID NPOrPAMMHOI0 obecneyeHus
BlueFluse Multi (puc.).

[ins TecTupoBaHus Gpanu KNeTkn 5—6-LHEBHbIX 3MOPUOHOB,
nosly4eHHbix B nporpamme BPT. Bce amBpuoHbl Gbian nosnyde-
Hbl onnopoTBopeHnem metogom MKCW. [uarHocTuky npon3so-
aunu cornacHo npotokony Illumina. Mepep cekBeHupoBaHuem
OCyLLeCTBNAAN MONHOreHoMHyo amnandukauuio OHK knetok
Tpod3akTofepMbl. AHanu3 kayecTea nonyyeHHoro npopykta WGA
NPOBOAWAN C NOMOLLYbIO INeKTpodopesa.

Cratuctuyeckas o6paboTka AaHHbIX MpoBOAMAACL C WC-
nofb30BaHMEM TOYHOro Kputepus @uwepa (nporpamma
Statistica 7.0). Pasnuuua cuutanu cTaTUCTMYECKU 3HAYUMbIMU
npu p < 0,05.

PE3VJIbTATbI
MpencraBnser uMHTEpeC WCCNefOBaHWE 4YacTOTbl W CTPYKTY-
pbl XPOMOCOMHO NaTtonoruu y 3MOGPUOHOB B 3aBUCUMOCTU
OT Mofa HOCUTeNs XPOMOCOMHOM abeppauuu B cembe. Bcero
vy 54 nap nposefeHbl 65 UNKIOB CTUMYNALUN CyNnepoBYIALUN.
[ins cekBeHMpPOBaHUs BbINK NpUrogHbl 236 3M6pUOHOB. AHanus
pe3ynbTaToB CEKBEHWPOBAHMA NOKa3aJ, YTo U3 236 IMOPUOHOB
51 umen HOpManbHbI MONEKYAAPHBIA KapuoTun, a 153 — xpo-
MOCOMHYI0 natonorui. Yacrtota u CTpyKTypa XPOMOCOMHOIA
naToorum, BbiiBAEHHON Y IMOPMOHOB, NOAPOOHO NpefcTaBe-
Ha B mabauyax 1 v 2.

IMOPMOHOB C naTtojorueit ObNO CTAaTUCTUYECKM 3HAYMMO
Gonblie y Cynpy}ecknx nap ¢ peLUnpoKHbIMU TPAHCNOKALUAMM
B kapuotune (mabs. 3).

Puc. [Iprmepsr aHAANZ0B PE3yABTATOB CCKBCHIPOBAHHUA KACTOK TPO(IKTOACPMEL METOAOM
BBICOKOIIPOU3BOAUTEABHOTO cekBeHupobanusd Ha maatdopme Illumina B rporpamme BlueFluse Multi y mmanimentos

€ XPOMOCOMHBIMH TpaHCAOKarAMA B kapuoruire. A — Seq(1q42->1q44) X3, (5q13->5q35.3) X1, (X)X2. BorasaeHbr
AOTIOAHUTEABHBIH I'€HETHIEeCKIH MaTepuan yaactka 1q42->1q44 xpomocomsr 1 1 HeAOCTaYa TEHETHYECKOTO
mareprasa yaactka 5q13->5q35.3 xpomocomsr 5. b — Seq(5q23.3-5¢35.3) X1, (20p13-20p12.1) X3, (X)X2. BorasacHbr
HEAOCTa¥a FEHETHICCKOTro MaTeprana yaactka 5q23.3-5q35.3 XpoMOCOMEL 5 # AOITOAHNTEABHBIH ICHETHICCKITH
marepman yaactka 20p13-20p12.1 xpomocomsr 20. B — Seq (2q32.2->2q37.2) X3, (7933->7q306.3) X1, (X)X2.
BrraBAeHBI AOTTIOAHHTEABHEIN TEHETHYECKHIT MaTepraA yaacTka 2q32.2->2q37.2 XpOMOCOMBI 2 1T HEAOCTAYA
IEHETHYECKOTO MaTepraAa ygactka 7q33->7q36.3 xpomocomer 7. I'— Seq (4q21.1-> 4q35.2) X1,
(6p25.3->6p21.1)X3, (XY)X1. BoiABACHBI HEAOCTAYA TEHETHIECKOTO MaTepraAa yaactka 4q21.1->4q35.2

(promocomm 4 1 AOTIOAHHTEABHBIIN TEHETITYECKUIT MaTepraA yaactka 6p25.3->6p21.1 xpomocomsr 6
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Tabanmna 1 |

Pe3yAbTaThI MPENMIIAAHTAITMOHHOTO TEHETHYECKOTO TECTUPOBAHUA CTPYKTYPHBIX IIEPECTPOEK
METOAOM BBICOKOIIPOM3BOAUTEABHOTIO CEKBEHHMPOBAHUA Yy CYIIPY>KECKHUX I1ap,
B KOTOPBIX OAMH U3 CYyIIPYrOB ABAAETCA HOCUTEAEM XPOMOCOMHOI TPAHCAOKAIINI
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PeunnpokHas Myx (17) |1 32,00 +0,80 |20 77 72 11 5 56
(28 nap) wewa (11) |2 [33,69+1,11 |13 |51 50 8 5 37
PobepTtcoHoBckas | myx (16) |3 35,06 £ 1,16 | 19 68 66 19 13 34
(26 nap) weHa (10) [4 | 3431+1,15 [13 |50 48 13 9 26
Tabawnra 2
o

CrpykTypa XpOMOCOMHOI1 ITATOAOIUH, BEIABACHHOI IPH IPEUMIIAAHTALIMOHHOM I'€HETHYECKOM
TECTUPOBAHUM CTPYKTYPHBIX IIEPECTPOEK METOAOM BBICOKOIIPOU3BOAUTEABHOIO CEKBEHUPOBAHUA
Y CYIPY>KECKHUX I1ap, B KOTOPBLIX OAUH U3 CYIIPYrOB ABAAETCA HOCUTEAEM XPOMOCOMHOM TPAHCAOKAIINH

Bugbl Hocuteno Hec6anan- Hec6anau- 3IM6pHOHDI IMOPHOHBI Apyras
TPaHCNOKAaLMKU | TPaHCNOKauuu CUpOBaHHbIe CMpOBaHHbIe C aHeynnoupau- Hecb6anaH- nartosnorus
3M6pPUOHBI 3M6pPUOHBI el XpOMOCOM, | CUPOBaHHbIE U C
C M03aULiM3MOM | He BOBJNIEYEHHBIX | aHeynnoupauen
B TPaHCJIOKaLUIO
PeunnpokHas MYX 24 5 11 14 2
XeHa 17 11 4 5 -
PobepTcoHOBCKan | Myx 10 1 16 5 2
XeHa 10 - 11 5 -
Tabamnira 3
o
Crarucrudeckas 3HAYNMOCTD PA3AUYHNA MEXKAY I'PyIIIaMU CPaBHEHHUA, P
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1n2 0,5535 0,3883 0,3929 0,47 0,011 0,2 0,139 0,36
1n3 0,0429 0,0238 0,0011 0,146 0,26 0,0063 0,187 0,487
2n4 0,1377 0,1718 0,0328 0,37 0,0014 0,0049 0,392 -
3ns 0,5064 0,5483 0,4644 0,32 0,567 0,459 0,449 0,3169
MpoLeHT 3MGPMOHOB C aHeynaougUeil XpoOMOCOM, He BOBJIe- OBCYXAEHUE

YeHHbIX B TpaHCNOKaLWio, OblA CTaTUCTUYECKM Bbille Y Cynpy-
JKECKMX nap ¢ poOGepTCOHOBCKMMU TPAHCNOKALUAMU B Kapuo-
TWUNE, YTO COBMAAAET C JAHHLIMU LpYrUX aBTOpPoOB [6], KOTOpbLIE
MOKa3anW, 4TO COOTHOWeEHWe CMNOPaANYECKUX aHeynnoupui
M aHeynnouami, cBA3aHHbIX C XPOMOCOMaMM, BOBNEYEHHbIMM
B TpaHcnokaumio, 50 Ha 50 npoLeHToB.

Y cynpyxeckux nap C PeuunpoKHbIMU TpaHCIOKaUMAMM
HalaeHa CTaTMCTUYECKM 3HayMmas 3aBUCUMOCTb KONMYECTBA
3MOPMOHOB C Hecb6anaHCUPOBAHHbIM KAapUMOTUMOM W MO3au-
LIM3MOM OT MONa HOCUTENs TPAHCIOKaLMK, YETO HE OTMEYANOCh

B rpynmne ¢ poGEPTCOHOBCKMUMM TPAHCNOKALMUAMU.

CywecTByowme Ha CerofHAWHNIA ieHb COBPEMEHHbIE AANATHOC-
THyeckne MOphOKMHETMYECKME NPEAUKTOPbl He OoTpaxalT
reHeTu4yeckuit ctatyc ambpuoHa [7]. Tonbko GbicTpoe passutue
HOBbIX MOJIEKYNAPHO-TEHETUYECKUX METOAO0B UCCNefoBaHMA
M3MeHAET W3BeCTHble npeacTaBneHus o HP®: o BO3MOXHbLIX
npuymHax 6ecnnopus, OCTaHOBKM Pa3BUTUS GepeMeHHOCTH.
MauueHTbl C W3MEHEHWAMW B KapuoTune npepcTaBAfioT
CO0O0M OfHY M3 CaMbIX CIOXHBIX TPYNM, NOJyYaloWKUX NeyeHune
metofamu BPT. XeHWmnHbl U3 3TUX Nap B OCHOBHOM WMelOT
TAXKENbIA OTATOLWEHHbIN aHaMHe3: BbIKMAbIWMW, Hepa3BUBAIO-
wmnecs 6epeMeHHOCTM, Manoe KecapeBo cedyeHue, mMpobiemsl
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c 3HpomeTpuem v T. A. Bknioyas ux B nporpammbl 3KO, Bpaun
CTaNKMBAKTCA C NpobAeMamMn He TONbKO TMHEKONOTUYEeCKUMMY,
HO W reHeTUYeCcKUMU.

Pacxopatca MHeHuMA nccnegoBateneil pasHblx CTpaH nNo NoBo-
BV BKJIOYEHUA CYMPYXKECKUX Nap C U3MEHEHHbIM KapuoTUMOM
Y KOTo-nnbo 13 Cynpyros, HO He UMelLMX Becniofus, B npor-
pammy BPT. OpHu cuuTaloT, 4TO Y MALMEHTOK M3 Takux nap
MOXET HACTYNUTb CaMOCTOsTeNbHas GepeMeHHOCTb nnofom 6e3
XPOMOCOMHOWM NaTtonoruum, Apyrue nonarakT, 4To HeNb3s PUCKO-
BaTb 340POBbEM JKEHLWMHbI U HEOOXO[MMO COKPATUTL BPEMS [0
HaCTyNNeHUs LONTOXAAHHON 6epeMeHHOCTM 30POBbLIM MIOAOM.

J. Wang v coasT. [8] nokasanu, 4To MPOLEHT 3MOPUOHOB C
aHeynaouanen HUXe, KOraa B NepecTpoiKy XpOMOCOM B Kapuo-
TUNe BOBJIEYEHbl aKPOLEHTPUYECKME XPOMOCOMbI (5,9% NpoTuB
14,8%). OHM He HaWAW CTaTUCTUYECKM 3HAYMMYID 3aBUCHMOCTb
MeXdy MONOM HOCUTENs NepecTpolKkuM M yPOBHEM MaTonoruun
y 3MbpuoHos [8].

ToT hakKT, 4To y 3MOPUOHOB NALMEHTOB C TPaHCMOKALUAMM
B KapuoTuWne OTMeYaloTCA aHeynnouANM XpOMOCOM, He BOB/e-
YeHHbIX B NEPECTPOiiKy, yKa3biBaeT Ha HE0OXO[MMOCTb TECTUPO-
BaTb 3MOPUOHBI Yy HUX HA BCe XpoMocombl [6]. Takum obpasom,
meTo NGS, KoTopblii NMO3BONSET 3TO fenatb, UMeeT Gonblune
npevMyLlecTBa B AUArHOCTUKe NO CPaBHEHWUIO C APYrUMU Npu-
MEHAEMbIMU METOAAMM.

Mpu MeAnNKOo-reHeTUYeCKOM KOHCYNBTUPOBAHWUM TaKMX nauu-
€HTOB Bpay-reHeTUK MOXET MpPeACTaBUTb UM TONbKO Bepo-
ATHOCTHbIE PUCKM BO3HWKHOBEHWUS XPOMOCOMHOW MaToa0ruM
y pebeHKa. [inf pelweHns BONpoca o NPOJOHTMPOBAHUM CaMo-
CTOATENbHO HACTYNUBLUEN BEPEMEHHOCTU XeEHILUHe He06Xo[NMO
NpOMTW NpeHaTanbHyl0 AMArHOCTUKY. B cnyyae HeobxoamMocTu
npepbiBaHUs OGEpPeMEeHHOCTU Y MALMEHTKM BO3MOXHA, MOMUMO
OCNOXHEHWIA OT npoLuefypbl NPepbiBaHUs, elle W NCUXONOoru-
yeckas TpaBMa.

C yyeToM BblleCKa3aHHOrO, N0 HalWeMy MHEHWIO, BO BpeMs
Me[JMKO-reHeTUYeCKOro KOHCYbTUPOBaHWUS NaLMeHTKe JOJIKHbI
ObiTb NPEANOXeHb BCE CYLWECTBYIOUME HA CETOAHAWHUN AeHb
MeTOAbl NPoUNAKTUKYM HACTYNNEHUS Y Hee BepeMeHHOCTH nio-
[OM C XPOMOCOMHbIM HapyLIeHUeM.

MonyyeHHble pe3ynbTatbl WCCNELOBAHUA MONEKYAAPHOrO
KapuoTuna y 3MO6PUOHOB NALMEHTOB CO CTPYKTYPHbIMK nepe-
CTpOiiKaMn XpoMOCOMHOTo Habopa crnocobcTBytoT 6onee non-
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HOMY MOHUMaHWIO Mpolecca Meiio3a y Takux nwopei. Hosble
3HaHusA B 0671aCTM [AaHHOTO Mpolecca NoMoryT paspabarbiBaTh
6onee COBpPEMEHHbIE METOAbI MPEUMMNAHTALMOHHOMO TeCTUPO-
BaHWA M YETKUX PacyeTOB pPUCKA BO3HWUKHOBEHWA y pebeHKa
XPOMOCOMHOW NaToNOrMU B 3aBUCUMOCTM OT BUAA TPAHCIOKa-
LMK, OT NONA HOCUTENA AAHHOMO HapyleHus 1 T. 4. [8].

Hawe nccnepoBaHue nokasano, 4To NpUMeHeHMe CeKBEHNPO-
BaHMA HOBOFO MOKONIEHWUS C UCNOSb30BaHWEM NNaThOPMbl KOM-
naHuu Illumina MoxeT cryXuUTb XOPOLWMM NPODUNAKTUUECKUM
metopom B MIT-CM. J.F.C. Chow u coaBT. Takxe noaTBepauny,
yto metog NGS y mauueHTOB C TpaHCNOKAUUAMKM B KapuoTu-
ne — Camblil TOYHbINA OIS BBIABAEHWA MATOJAOTMU Y 3MOPUOHOB.
OHu petpocnektuBHo uccnegosanu npoaykt WGA nocne aCGH
metogom NGS, v B page cnyyaes, korga aCGH nokasan Hopmy,
meTtog NGS 06Hapyxun de novo U3MeHeHUs Y4acTKOB XPOMOCOM
1 HU3KMit ypoBEHb MO3anLm3ma [4].

Kak npogemoHcTpupoBaHo Beiwe, metog NGS paet Bo3MOX-
HOCTb YeTKO [MArHOCTMPOBATh Yy 3MOPUOHOB HE TOMbKO aHey-
NNOUANK, fieNlelnn 1 AYNAUKaALMK, HO U MO3aNLU3M.

OcobeHHocTblo MIT ABAsETCA TO, YTO Yy CEMEN C BbICOKUM
pUCKOM poOXAeHUs GonbHOTO pebeHKa MOABNAETCA BO3MOX-
HOCTb MEpenT! OT BEPOATHOCTHOTO MPOTHO3MPOBAHMIO UCXOLA
6epeMeHHOCTH K OHO3HAUYHOMY.

3AKNKOYEHUE
MpenmMnnaHTauMoHHaA reHeTUYecKas AWArHOCTUKA METOAOM
BbICOKONPOWU3BOAMTENbHOMO CEKBEHUPOBAHMA ABNAETCA  Ha
CEeroAHAWHNN AeHb CaMblM TOYHbBIM METOAOM BbIABNIEHWNA reHeTu-
YecKoW NaTosorum y 3MOPUOHOB 1 MOXKET GbITh peKOMeH0BaHa
ANs NpodUNaKTUKU HEBbIHALMBAHWA GEPEMEHHOCTH U POXKAEHUS
6onbHOro pebeHka B pamkax nporpammbl BPT. B.C.F.K. Brunet
1 COaBT. PelnTeNbHO NPUAEPXKUBAIOTCA TOTO e MHeHus [5].

MpeMMnnaHTaLMOHHAA [LMArHOCTMKA MOXET CTaTb anbTep-
HaTUBOW MpeHaTaNbHOM AMATHOCTUKE s GepTUbHbIX Cynpy-
KECKMX Map, MMeKLWMX BbICOKWIA PUCK POXAEHWA pebeHka
C HacneACcTBEHHOW WAKM BPOXKAEHHON natonoruen, KoTopble
B Clydyae OOGHapyXeHus y njoja reHeTUYecKoil natonorum
BLICTYNAIOT NPOTUB MEJULMHCKOrO abopTa Mo MOpajbHbIM,
PeNUrNO3HbIM UK LpPYTUM MOTUBAM.

MpenmnnaHTaLMoHHOe reHeTUYecKoe TeCTMpOBaHKe NnomoraeT
pewnTb MaBHylo 3agady BPT — poxpeHue 350poBoro pebeHka.
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