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AMATHOCTHKE MAJIBIX CBEPXYHCJIEHHBIX MAPKEPHBIX XPOMOCOM

M.A. Omapos', A.P. Mymokos?, 1. A. Bypmucrtpos?, 3.1. Axmagumun?®, M.C. JlanteBa’,
A.H. Huzamytaunosa?, K.3. Hypuesa?, P.A. SIrynuna?, M.P. Kyp6anagamos?

! [lepeoiii Canxm-Ilemepbypeckuil 20Cy0apcmeenHblil MeOUYUHCKULL YHUBEDCUMEm
umenu axademura U.11. Ilasnosa Munzopaea Poccuu

197022, 2. Canxm-Ilemepoype, yn. Jlvea Toncmozo, 6-8

2 Bawkupckutl 2ocydapcmeenHulil Meouyunckull ynusepcumem Munsopasa Poccuu
450077, . Yepa, yn. Jlenuna, 3

3 Boenno-meouyunckas akademus umenu C.M. Kuposea Munzopasa Poccuu
194044, 2. Canxm-Ilemepbype, yn. Akademuxa Jlebedesa, 6

Pe3rome

Manblie CBepX4HCICHHBIE MapKepHbIe XpoMocoMbl (SSMC) mpencTaBisiioT coboil CTPyKTypHO-aHOMAlIbHBIE XPOMO-
COMBI, KOTOpBIE HEJb3sl OJJHO3HAYHO MICHTH(UIMPOBATh WM OXapPAKTEPU30BaTh C MIOMOLIBIO TPAJIUIIMOHHOTO KapHo-
tunupoBanus. OHM MOTYT CyIIECTBOBATh B PA3IMUYHBIX (POpMax, BKIIIOUYAsI KOJIBLEBBIE, IEHTPUUECKUE (HPparMeHTHl n
JpYrHe CTPYKTYPHbIE aHOMAJIMHU, 4aCTO OOHApy)KMBAIOIIMECS BO BpeMsi IIpeHaTalibHOi auarHocTuku. sSSMC BcTpeva-
torcst npubnusutensHo B 0,075 % HEOTOOpaHHBIX MPEHATATBHBIX CIIyYacB M MOTYT OBITh CBS3aHBI C IIMPOKUM CIIEK-
TpoM (DEHOTHIIMYECKHX TPOSIBICHUI, OT HOPMAJILHOTO Pa3BUTHS JI0 CEPhE3HBIX KOHTCHUTAILHBIX aHOMAJINH Pa3BUTHUS
n cuHIpoMoB. [ToHNMaHue M MHTEPIpPETanus X KINHUIECKOTO 3HAYECHUsI OCTAIOTCS CIOKHBIMHU 3a/jadaMH B TCHETH-
YECKOM KOHCYJITUPOBAHMH U3-3a BBICOKOW T'€TEPOr€HHOCTH M IOTEHIUaIbHOro BiusiHus sSMC Ha deHoTHr 1uioza.
IIporpecc B o0nacTn MOJIEKYIAPHON INTOTEHETHKH, BKIFOUasi TAKHE METOABI, KaKk (IyopecleHTHas THOpuan3anus in
situ (FISH), a Taxoxe cpaBHUTENbHAs reHOMHast ruOpuan3anus Ha mukpounnax (aCGH) n cekBeHHpoBaHNE HOBOTO I10-
xonerns (NGS) 3HaYUTENBHO YITYUIIIIN BO3MOKHOCTH TOYHOH XapakrepucTiki sSSMC. JlaHHBIE METOABI TIO3BOJISTIOT
OIPEAEIATh UX HPOUCXOXK/ICHHE, pa3Mep M TeHETHYECKOE CO/IEpYKaHue, YTO KPUTHUYECKH BasKHO ISl OLIEHKU PUCKOB U
TIPUHSTHS PELICHUH BO BpeMsi OepeMeHHOCTH. TakuMm 00pa3oM, COBPEMEHHbBIE METO/BI MOJICKYIISIPHON IIUTOTCHETHKN
UTPaIoT KIIOYEBYIO POJIb B WAEHTH(UKALUK U XapakTepucTuke sSMC, uro obecrieunBaeT Ooee TOYHOE TeHETHYECKOe
KOHCYJIBFTHPOBAHHE 1 IOMOTAET IIPUHUMATh 00OCHOBAHHbIE PEIIEHNS B OTHOIIEHUN OepeMeHHOCTH. OIHAKO, HECMOTPS
Ha TexHonoruueckuii nporpecc, sSMC poonKaoT MpeACTaBIsTh COO0 BBI30B IS MPEHATAIBLHOM JUarHOCTUKH H3-
3a UX CIIOKHOCTH U TMIOTEHIIMAIFHOTO BIFSIHAS Ha pa3BUTHE TUTon1a. B maHHOM cTaThe mpeacTaBieH oot 0030p sSMC
1 X POJM B IPEHATAJIbHON JIMarHOCTHKE, a TAKIKE PACCMOTPEHBI KJIMHUUECKOE 3HAYE€HHE U MMOTEHIMAIBLHOE BIUSHHIE
sSMC Ha ncxon 6epeMEHHOCTH.
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Abstract

Small supernumerary marker chromosomes (sSMCs) are structurally abnormal chromosomes that cannot be clearly
identified or characterized by traditional karyotyping. They can appear in a variety of forms, including rings, centric
fragments, and other structural abnormalities, and are often detected during prenatal diagnosis. sSSMCs occur in
approximately 0.075 % of unselected prenatal cases and can be associated with a wide range of phenotypic presentations,
from normal development to severe congenital malformations and syndromes. Understanding and interpreting the
clinical significance of sSSMCs remains challenging in genetic counseling due to their high heterogeneity and potential
impact on fetal phenotype. Advances in the field of molecular cytogenetics, including techniques such as fluorescence
in situ hybridization (FISH), as well as microarray comparative genomic hybridization (aCGH) and next-generation
sequencing (NGS), have significantly improved the ability to accurately characterize sSMCs. These methods can
determine their origin, size and genetic content, which is critical for risk assessment and decision-making during
pregnancy. Thus, modern molecular cytogenetics techniques play a key role in the identification and characterization
of sSSMC, allowing for more accurate genetic counseling and helping to make informed pregnancy decisions. However,
despite technological advances, sSSMCs continue to pose a challenge for prenatal diagnosis due to their complexity and
potential impact on fetal development. In this article, we aim to provide a general overview of sSSMCs and of their impact
on prenatal diagnosis, as well as consider the clinical significance and potential impact of sSSMCs on pregnancy outcome.

Key words: small supernumerary marker chromosomes, genetic abnormalities, prenatal genetic diagnosis, genetic
counseling, fluorescent in situ hybridization, comparative genomic hybridization on microarrays, next generation se-
quencing.
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Hay4HBIX pa0oT 1Mo Teme uccienoBanus «Jloctike-
HUS TOCJEIHUX JIET B PEHATaIbHON I€HETHYECKON
JUAarHOCTHUKE MaJIbIX CBEPXYHMCIICHHBIX MAapKEPHBIX
xpomocom» 3a mepuog ¢ 2015 mo 2024 r. Ot6op
JUTEpaTyphl MPOBOAMIICS C WUCIOIB30BAHUEM IOHC-
KOBBIX KJIIOUCBBIX CJIOB: «MaJIbI€ CBCPXUHCJIICHHBIC
MapKepHbIE XPOMOCOMBI», «ITE€HETHYECKHE AHOMa-
JIUW», «IIpeHaTajbHasi TeHeTHYeCKas THarHOCTHKaY,
«TEHETHUYECKOE KOHCYJIBTHPOBaHUE», «diyopec-
LCHTHAsE THOpHIU3aLUs [n Situy, «CpaBHUTEIbHAS

BBenenue

Masble cBepXUYHCIEHHBIE MapKepHBIE XPOMOCO-
MbI (sSMC) SIBISIFOTCS YHUKAJIBHBIM KIIACCOM XPO-
MOCOMHBIX abepparuii. OHH OIPEnesIoTCs KakK J10-
MOJTHUTENBHBIE XPOMOCOMBI, KOTOpPBIE B pazMepax He
MIPEBBINIAIOT WU PaBHBI MeTadazHoi 20-i XpomMoco-
Me destoBeka. Jlanaas xapakrepucTuka aemaetr sSMC
0COOCHHO TPYIHO y3HaBaEMBIMHU NPH HCIOIH30Ba-
HUM CTaHIAPTHBIX METOIOB KapHOTUITMPOBAHNUS, Ta-

KX KaK G-63H):[I/IHI‘, HOCKOJIBKy OHH 4aCTO JINIIICHBI
YHUKQJIBHBIX O9H/JIUHT-TIATTEPHOB, XapaKTePHBIX JJIs
Oompmmux XpomocoMm [1, 2].

B nanno#i crathe mpencraBiieH 003op sSMC
U WX POJIM B MpEHATaJbHOW JUArHOCTHKE, & TaK¥Ke
paccMaTpHUBaeTCsl KIMHUYECKOE 3HAYCHHE M IOTCH-
nuanbHoe Biavsiaue SSMC Ha ucxon OepeMeHHOCTH.
ITonck MaTepuaioB IJIsl COCTaBIICHUS TAHHOTO 00-
30pa OCYIIECTBJCH IO JaHHBIM OTEUECTBEHHOU U
3apyOeIKHOM JUTEpaTypbl B TMOUCKOBBIX CHCTEMax
PubMed, PUHILI, Cyberleninka. Brimonaen anamm3

TeHOMHAsI THOPUAM3AIHS Ha MUKPOYUIIAX» M «CEK-
BCHHPOBAHUE HOBOTO ITOKOJICHUS». Marepuai co-
OpaH U3 CIIMCKOB JUTEpaTypbl OO30pPHBIX CTareH,
OKOHYATEIbHBIM CIHUCOK MCTOYHHKOB C(OPMHUPOBAH
10 PEIEBAHTHOCTU TMPOAHATM3UPOBAHHOIO MaTe-
puana. llockonmbky naHHas paboTa TpEACTaBIseT
co00if TIOBeCTBOBATEIbHBIN 0030p, HE MeTaaHaJu3,
MBI MIPU3HAEM, YTO CYIIECTBYET BEPOSITHOCTh OMpe-
JIEJICHHON TIPEAB3SITOCTH B TEMaX, BRIOPAHHBIX IS
JTAHHOHW PalOTHI 371eCh M B CTAThsIX, BBIOPAHHBIX IS
BKJIIOUEHHUS B UCCJIEOBAHHUE.
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sSMC MoryT OBITh KJIACCH(HUIIMPOBAHKI 110 He-
CKOJIBKAM KPHUTEPHSAM, BKIIOUasi ux Mopdoiuoruo,
MIPOMCXOXKICHUE U COAEPIKAaHHE I'EeHETHUYECKOTro Ma-
tepuana. Tak, mopdomornaecku sSSMC BBIIENSIOT
koubLeBble SSMC, UMEIOIINE KOJIBLIEBYIO CTPYKTYPY
0e3 BUAMMBIX TEJIIOMEP, YTO YacTO MPUBOAMT K CTa-
OMJIBHOCTH B KJICTOYHBIX MOMYJSLMAX; LEHTpHUE-
ckne sSSMC, conepxallue O4eBHIHYIO LIEGHTPOMEDPY
1 HalOMHMHAIOIME MHWHHUATIOPHYIO BEPCHIO CTaH-
JApPTHOW XpOMOCOMBI; M HelleHTpuuecknue SSMC, He
HMMEIOIINE YETKO BBIPAKEHHON LIEHTPOMEPHI, Mpes-
CTaBJIsIOIIME cO00 OoJiee CIIOXKHBIE CTPYKTYpHI [1,
2]. sSSMC MoryT npoucxoauTh U3 JH00H U3 XPOMO-
COM YeJIOBEYECKOr0 KaproTHUIIa U KIIaCCU(DUIUPYIOT-
Csl Ha OCHOBE XPOMOCOMBI-IIPEJIKA, OT KOTOPOIl OHU
Obutn 0Opa3oBaHbl. JlaHHAs XapaKTePUCTHKA MOMKET
OBITh YCTAHOBJICHA C IOMOILNBIO CIEHUAIN3UPO-
BaHHBIX MOJIEKYISIPHO-LIUTOT€HETHYECKUX TEXHUK,
TaKkuX Kak (IIyopecleHTHas THOpUAM3aLus in Situ
(FISH) win ananu3 CpaBHHUTEJNBHOM T€HOMHOM TI'H-
Opunmzanuu Ha Mukpounnax (aCGH). [To xapakrepy
reHeTrudeckoro marepuana SSMC MOTyT comepKaTh
KaK IYXpOMaTHHOBBIC, TaK U TE€TEPOXPOMATHHOBHIE
peruonbl. JyxpomatuHoBbie SSMC MOTYyT HECTH
TeHBI, 4TO JIeTaeT UX KIMHUYECKN 3HAYUMBIMH, B TO
BpeMsl Kak rerepoxpomaruHoBbie sSSMC ygacTto cuu-
TAIOTCS TEHETHYECKH WHEPTHBIMU [2].

Mexanusmsl popmupoBanns sSMC

Mexanusmbl GopmupoBanus sSMC clIOXHBI U
MHOTr000pa3Hbl, YTO OTpa)XkaeT pa3HoOOpaszue BO3-
MOXHBIX CTPYKTYPHBIX NEPECTPOCK M aHOMAaJuil B
rerome. PaccMorpuM Hambonee pacipocTpaHeHHbIE
u3 HUX. B mponecce Meiioza u MHUTO3a XPOMOCOMBI
JOJDKHBI PaBHOMEPHO Pas3lesIsAThCS MEKIY Io4ep-
HUMH KJIETKaMH{, OJHAKO MHOTJA 3TOT Mpolecc Ha-
pyLIaeTCsl, YTO MOXKET MPUBECTH K (POPMHUPOBAHUIO
JIOTIOJTHUTENBHBIX XPOMOCOMHBIX CTPYKTYp. JlaHHbIE
HapyILIeHNUs] MOTYT BO3HHKATh U3-3a HENPaBUIBHOU
paboThl BepeTeHa JeNeHusl, aHOMaJIHK IIEHTPOMEPHI
WINK JpyTuX Ae(QEeKTOB KIETOUHOro aeieHus [3, 4].
XpPOMOCOMHBIE TPAaHCIOKALUK — 3TO MPOLECC, MPH
KOTOPOM CETMEHT OJHOM XPOMOCOMBI MEPEHOCUTCS
Ha JIpyryo Xxpomocomy. Eciu Takoil cerMeHT oka3bl-
BAeTCsl U30JMPOBAHHBIM OT OCHOBHBIX XpPOMOCOM U
(hopMHpYET OTIENBHYIO CTPYKTYPY, OH MOXET CTaTh
sSMC. TpaHcnoKanuyu MOTYT OBITh PEIUIPOKHBIMU
(c oOMeHOM cerMeHTaMu MEeX/y XPOMOCOMaMH) WIIH
poOepTCOHOBCKUMU (CICTUICHHE ABYX AalleHTpHUC-
CKHX XpomocoM) [5]. MHBepcust mpeacTaBisieT co-
00l M3MEHEHHE OPHEHTAIMU BHYTPH XPOMOCOMBI
ee cerMeHTa. Eciy Takue WHBEPCUHM WIH JAPYTHE
CTPYKTYPHBIE IEPECTPONKH (JICITEIUH, JTyTLTHKAIINH )
MPUBOIAT K 00Pa30BAHUIO M30JUPOBAHHBIX XPOMO-
COMHBIX ()parMeHTOB, 3TH (HparMeHTHl MOTYT CTaTh
ocHoBoi st SSMC [6].

XPOMOTOPHUIICHC — OTHOCUTEJBHO HEAABHO OIH-
CaHHBIH (PEHOMEH, NMPH KOTOPOM XPOMOCOMa IIOJ-
BEPracTcsi MHOKECTBEHHBIM Pa3pbIBaM B OJJHOM HJIH
HECKOJIBKUX yYacTKax, a 3aTeM 3TH (parMeHThl CIly-
YaifHBIM 00pa3oM peacconuupyrorcs. [laHHbIi mpo-
LECC MOXKET HPUBECTH K CIIOKHBIM IEpECTpOHKaMm,
BKkJtouasi popmupoBanne sSSMC, KoTopsle comepskar
FEeHETUYECKUI MaTepuas U3 pPasIndHbIX XPOMOCOM-
HBIX PETMOHOB. XPOMOTOPHIICUC MOXKET OBITH BbI-
3BaH pa3IMYHbIMH (PaKTOpaMH, BKIIOYAs PagHald-
OHHOE OO0Ny4YeHHE, XMMUYECKOE BO3JCHCTBUE WIH
Jpyrue BUABI KileTouHoro crpecca [7, 8]. B Heko-
TOpBIX cityyasx GopmupoBanue sSSMC MOXeT ObITh
00YCIIOBJIEHO HE TOJILKO CTPYKTYpPHBIMH MEPECTPOii-
KaMH{, HO M TeHETUYECKUMH WM SMUTEeHETHYECKU-
MU U3MEHEHUSIMH, BIUAIOUIMMU HA CTAaOWUIBHOCTD H
(YHKIMIO XPOMOCOM, KOTOPBIE MOTYT CIIOCOOCTBO-
BaTh YBEJIMUYCHHIO BEPOITHOCTH 0OpazoBanust SSMC
[2, 5]. sSSMC MoryT IpOUCXOIUTH U3 000 XpOMO-
COMBI T€HOMA YeJIOBEeKa, HO Yallle BCEr0 OHU CBA3AHBI
C OIpeeIEHHBIMA XPOMOCOMaMH, TAKUMH Kak 15-1,
22-5, X u Y [5]. Unentudukaiums mporucxoxIeHUs
sSMC KkpuUTHYECKH BayKHA JIJIs1 TOHIMMAHWS UX TIOTCH-
[UAIILHOTO BIMSHUS Ha (EHOTUT U ISl pa3paboTKu
CTpaTeruii TeHEeTUYECKOro KOHCYJIbTUpOBaHusA. Me-
XaHU3MbI (POPMHUPOBAHHS U TpoUCXOkAeHus sSMC
MIPEJCTABIIAIOT COOOM CIIOKHYIO CETh TE€HETHYECKHIX
U [HUTOTCHETUYECKUX COOBITHHA, KOTOpPHIE MOTYT
[IPUBECTH K IIUPOKOMY CIEKTPY (EHOTUIIHYECKUX
nposiBieHni. [ToHNMaHue 3THX MEXaHM3MOB MMEET
Ba)KHOE 3HAYCHUE U151 TEHETHUECKOI AMarHOCTUKU U
KOHCYJIBTUPOBAHUSI.

Metonnb! ooHapy:xeHust sSSMC

KapuorunupoBaHnue — 3T0 TpaAUIIUOHHBIH METOT
LUTOT€HETUYECKOTO aHalinu3a, KOTOPBIA IMO3BOJSET
BU3YaJIU3UPOBATH XPOMOCOMBI C TOMOIIBIO CIEIH-
AIBHOTO OKpallMBaHUs. JIaHHBIA METOI MOXET BbI-
ssBUTh Hamuune sSMC B KapuoTHIle, HO €ro paspe-
IIaoIasl ClIOCOOHOCTh OrpPaHUYEHA, U OH MOXKET HE
oOHapyxuTh Menkue sSMC win He onpenenuTh Uux
tounoe mpoucxoxaenue [9]. FISH — monexymsp-
HO-IIUTOT€HETUYECKUI METOJl, KOTOPBI HCIIOJb-
3yeT (UIyOpECUEHTHBIC 30H]Ibl, KOMILIEMEHTAPHbBIC
OTIPEJICIICHHBIM YYacTKaM XPOMOCOM, OH TTO3BOJISIET
TOYHO JIoKanu3oBaTh SSMC u onpenenuTs Ux mpo-
ucxoxaenue. FISH ocoOeHHO 10JI€3eH 1)1 UJCHTH-
¢dukarun sSSMC, IpOUCXOIANIMX U3 CHCIH(DUISCKUX
XPOMOCOMHEIX PETHOHOB, U MOXKET OBITh HCIOJb-
30BaH JUIS aHajau3a MetadasHbiX U UHTEepha3HbIX
kietok [10, 11]. CpaBHuTeNnbHAs TeHOMHAs THOPH-
musanus Ha Mukpouunax (aCGH) mospomsieT aHa-
JIU3UPOBATH YHCIIO KOITUH BCETO TEHOMA U BEISBIISITH
TCHOMHBIC TIPHOOPETCHHSI WM TIOTEPU, BKIIOUAS
sSMC. Metopa obecrieanBacT BBHICOKYIO pa3pelraro-
TTYIO0 CIIOCOOHOCTD M TIO3BOJISET HACHTU(DUIIMPOBATH
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MeJIKHe TEHOMHBIE BapHAIlNH, OTHAKO HE MOXKET 00-
HapyXUTh OaJJAaHCHPOBAHHBIE XPOMOCOMHBIE Tepe-
CTPOHKH, TaKkMe KaK WHBEPCHH WM TPAHCIOKAIIWH,
KOTOpble HE BAMAIOT Ha uucio konuil [11]. Cekse-
HupoBaHue HoBoro nokoierus (NGS) mpencrasnser
c000i COBpeMEeHHBIN TIOAX0 K TEHOMHOMY aHAJIH3Y,
KOTOPBIM TIO3BOJISIET TPOBOAMTH TOCIEIOBATEIBHOE
cexBeHupoBanue Oonpmmx ydactkoB JJHK ¢ Bbico-
KOH TpOIycKHOM cnocoOHOcThi0. NGS MoxeT uc-
MOJIB30BaThCs JuIs OoJiee TiryOokoro aHanmza sSMC,
BKJIIOUAsl OMPEICICHUE HMX TOYHOM CTPYKTYpPBHl U
conepkanus. TeM He MeHee BBICOKAsi CTOUMOCTh U
CJIIOKHOCTh aHallu3a JaHHBIX MOTYT OI'paHUYHMBATh
mmpokoe mnpumenenne NGS s oOHapyxeHUs
sSMC B kTuHHYECKOM MpakTuke [9].

Kaxnp1il U3 3THX METOIOB UMEET CBOU MPEUMY-
IecTBa U orpaHudeHus. KapuotunupoBaHue sBis-
€TCs OCHOBHBIM U IIUPOKOJOCTYITHBIM METOJIOM, HO
€ro paspeniaroinas crnocooHocTh orpanudeHa. FISH
npeJylaracT BbICOKYHO CIEIU(PUYHOCTh U pa3pelia-
IONIYI0 CIIOCOOHOCTH JIJIsl ONpEJeNIeHHBIX XPOMO-
COMHBIX PErMOHOB, HO TPeOyeT MpeIBapUTEIbHON
uHpOpMAIIMA O TOTCHIIMAIBLHOM IPOUCXOKICHUU
sSMC. aCGH no3Bossier mpoBecTH 0030p BCETO Te-
HOMa Ha HallMyMe U3MEHEHUH 4uclia KOMWM, HO He
MOYXET OOHApYXHTh OalaHCHPOBAaHHBIE MEPECTPON-
k. NGS obecrieqnBaeT HAaMOONBIITYIO IETATH3AITHIO
1 TIyOWMHYy aHayim3a, HO CBsI3aH C BBICOKMMH 3aTpa-
TaMH U CIIO)KHOCTBIO WHTEPIIPETANiy NaHHBIX [10,
11]. B utore BEIOOpP MeToma oOHapykeHus sSMC
3aBUCHT OT KOHKPETHBIX KIIMHIUYECKHX ITIeTIeH, HaIH-
YU TOCTYIHBIX PECYPCOB M HEOOXOAWMOW CTETIeHN
JleTanu3alry aHanusa. B uaeane KoMIIEKCHBIN O~
XOJI, COUETAIONINI HECKOIBKO METOZOB, MOXKET 00e-
CIIeYUTHh HamboJee MOJTHOE MMOHUMAaHUe TPUPOIBI U
KinHU4eckoro 3Hadenus sSMC [1, 9-11].

Bausinue sSMC Ha pa3BUTHE 1102

sSMC MoryT mno-pa3HOMY BIMSITH Ha pa3BHU-
THE TUIOJA B 3aBHCHMOCTH OT MX MPOUCXOKACHUS,
CTPYKTYPBl M TEHETHUECKOTO COACPIKaHMs: Oyaydn
(PEeHOTUITMYECKN HEHTpalbHBIMH, HE OKa3bIBaTh 3a-
MeTHOro 3(ddekra wim, B JPyrux ciydasx, acco-
OUUPOBATbCsl ¢ (OPMUPOBAHMEM psifa aHOMAIWH,
BKJIIOYAsl 3a/I€P)KKYy Pa3BUTHS, HHTEJIEKTyalbHbIE
HapyUICHUS, BPOXKJCHHBIC TIOPOKH PAa3BUTHUS U JIPY-
rue KIMHWYeckue mposieiaeHus [9, 12]. Pucku s
37I0pOBbsI, CBsI3aHHBIE ¢ HannuueMm sSMC, Bapbupy-
IOT ¥ MOTYT BKJIIOYATh IHPOKHUNA PsiJl 3a00JI€BaHNUH,
BKJTFOUasi HEBPOJIOTHYECKHE HAPYIICHUS, TAKHE KaK
3aJep)KKa TICHXOMOTOPHOTO M YMCTBEHHOIO pa3-
BUTHS, (U3NUECKUE aHOMAIMU — B CTPOCHHH JINIIA,
KOHEYHOCTEH | JIp., a TaK)Ke ayTOCOMHBIE U TeHETH-
YEeCKHE CHHJIPOMBI, KaK, HAIPUMEp, CHHIIPOM KOIIla-
9BETro I7Ia3a, acCcomuupoBaHHBI ¢ SSMC, mpoun3so-
MIEAMUMHA OT 22-1 XpoMOCOMBI. JlaHHas aHOMaJIHs

Pa3BUTHS XapaKTEpU3yeTcsl KOJOOOMOH pamysKKHu,
AQHAJIbHBIMY aHOMAJIUSIMM, YIIHBIMH J1e(hOpMaLsIMU
1 B HEKOTOPBIX CIIyYasiX YMCTBEHHOM OTCTaJIOCTBHIO
[13]. Curmpom DmmaHy3Js, OOBIYHO CBSI3aHHBIN C
sSMC, BO3HUKAIOIIMMU B PE3ybTaTe CIOKHOU Ie-
pectpoiiku mexnay 11-if u 22-i xpomocomamu, Xa-
paKkTepu3yeTcss YMCTBEHHOW OTCTaJIOCTbIO, MUKPO-
uedanueil, BpOKJCHHBIMU CEPACYHBIMU MOPOKAMH
n apyrumu anomanusamu [14]. Cungpom Ilanmucre-
pa — Kunmnana (cunapom criekTpa Mo3aunu3ma, CBs-
3aHHBIM ¢ IPUCYTCTBUEM JIOTIOHUTENBHON H30XpO-
MocoMel 12p (i(12p)) B kauecTBe SSMC B HEKOTOPBIX
KJIETKaX) XapaKTepu3yeTcs TMIOTOHUEH, SMHUKaHTY-
COM, IIMPOKUMHM YIIHBIMH PAaKOBHUHAMH, a TAKXkKe 3a-
JIepKKOHM pocTa U pa3BuTHs [15].

Haxoxnenue sSMC B kapuoturie TpeOyeT Tiia-
TENbHON OIIEHKM M YacTO KOMIUIEKCHOTO TO0/AXOa
K JIMarHOCTHKe, BKJIIOYas MOJIEKYJSPHO-LIUTOreHe-
TUYECKHE METOIbI JJIS OINpEeJIEHUsI UX MPOUCXOXK-
JEHUsI, CTPYKTYPbl U T€HETHYECKOTO COAEp KaHus.
TonbKo Tak MOXKHO TOYHO TpezcKa3aTh NOTEHINAIb-
HOe KiIuHWYeckoe 3HaueHne sSMC u pa3paboTarh
COOTBETCTBYIOIYIO CTPATEeTHIO JIEYeHHUS U T'eHETH-
YECKOro KOHCYNIbTHpoBaHuA. [lpenaranphas ama-
rHoctuka sSMC wurpaer KIIO4eByIO poiib B IJIaHH-
poBaHMH OEPEMEHHOCTH W YIPABICHUH PHCKAMH
st Oymymiero pebenka, oOHapyxkenme sSMC Ha
paHHHUX CpPOKax OEPEeMEHHOCTH TO3BOJISIET OIEHHUTH
BO3MO)KHOCTh HAJIMYMs T€HETUYECKUX aHOMAJIUH U
CcUHIPOMOB. Takast nHGOpPMALMsT KPUTHYECKU BaXK-
Ha A7l ONPUHATUS MH()OPMHPOBAHHBIX PELICHUH O
0epeMeHHOCTH, BKIII0Yas BO3MOXKHOCTb €€ IIpepbIBa-
HUS B CIIy4asiX, Koraa BelsiBiIeHHbIe SSMC cBs3aHBI ¢
CEpbE3HBIMU U HECOBMECTHUMBIMHU C JKU3HBIO COCTO-
ssHusiMU [9, 11]. IlpenaranbHas auarnoctuka sSSMC
BKJIIOUAeT B ce0s pasziauyHble METOIbI, TAKUE Kak
AMHHOLICHTE3, XOPMOHHYECKasi OMOIICHs U HEHHBa-
3MBHBIEC NPEHATAIBHBIE TECThI, KOTOPbIE TO3BOJISIOT
onpenenuts Hannuue sSSMC 1 OLIEHUTh UX CTPYKTY-
PY ¥ IpoHcxoXkeHHue. JJaHHbIe METOIBI JOMOTHSIOT-
csl 00CyKIaeMbIMH paHee MOJICKYIIPHO-LIUTOreHe-
THYeCKUMH aHaiam3aMu, Takumu kak FISH, aCGH u
NGS, ans neranpaol unenTrdukanuu sSSMC [1, 10,
11, 16].

IIpo6eMbl 1 NepCHEeKTUBBI B HCCJIE0BAHUT
sSMC

Paszymeercs, uccie0BaHus moJ00HOTO MEPCIeK-
THBHOTO HAIPABIICHUS MPEHATAIBHON TUATHOCTUKHU
TCHETHUCCKUX aHOMAJINK HE MOTJIM HE CTOJKHYTHCS
C PSJIOM OTPaHMYCHHI U MPOOJIEM, OJHON M3 KOTO-
PBIX SIBIISIETCS TPYIHOCTH TOYHOU UACHTU(DUKAIINN U
xapaktepuctukun SSMC ¢ HCIIONB30BaHUEM TPaIH-
IIMOHHBIX ITUTOTCHETHUECKUX METOJOB, TAKMX Kak
G-6oa1uHT. sSSMC MOTYT OBITH OYCHD MAJICHPKUMU U
cofiepKaTh TeHETHIECKUI MaTrepruai OT pa3IMIHBIX

CUBUPCKUIA HAYYHbIV MEAVLMHCKUIA XXYPHAI 2024; 44 (5): 46-52 49



Omarov M. A. et al. Recent achievements in prenatal genetic diagnosis of small supernumerary ...

XPOMOCOM, 4YTO 3aTPyIHSET MX MACHTU(DHUKALUIO U
aHamm3 [5, 7]. Baxsol mpoOneMoil TUarHOCTHKH
W BEJCHUSl KIMHUYEeCKUX ciiydaeB sSMC sBisieTcst
OIIpeeNICHNE UX KIMHUYECKOrO 3HaueHHs. OTa 3a-
Jla4ya OCJIOKHEHA HECKOJIBKUMH (aKTOpamMH, TAKUMH
Kak BapuaOenbHOCTh (DEHOTHIIA, BHIPAXKAIOIIASCS B
LIMPOKOM cIieKTpe mnposiBaeHus sSMC B KkiInHu4e-
CKHX CHHJpPOMAax, OT MOJHOTO OTCYTCTBUSI CUMIITO-
MOB JI0 CEpBE3HBIX I'€HETHUYECKHX PpacCTpOMCTB U
¢usnueckux aHomanuii. Hampumep, onHa u Ta xe
sSMC MoOeT IpHUBOJIUTH K Pa3iIMYHBIM HCXOJaM Y
pas3HbIX JIIofeH B 3aBUCHUMOCTH OT TaKHX (DakTOpOB,
KaK ee pa3Mep, HAJINIKMe K OTCYTCTBHE BayKHBIX I'e-
HOB, YPOBEHb MO3auIu3Ma u ap. [7].

Jpyroii npoOiieMoii ABJsIeTCS CI0KHOCTB KOppe-
Jsiumu renotuna u penoruna. Muorue sSMC cozaep-
JKaT TEHETHUYECKUM Marepuall, KOTOPbId HE MOXKET
OBITh TMOJIHOCTHIO HMJCHTH()HUIIMPOBAH C MOMOIIBIO
JIOCTYIHBIX METOJIOB IMarHOCTUKU. JlaHHOE SIBJIeHHE
CO3J1aeT CIIOKHOCTH MPH MOMBITKAX YCTAHOBUTB MPS-
MYIO CBA3b MeX1y KOHKpeTHoW SSMC (TeHOTHIIOM)
U TIPOSIBIIIEMBIME cuMnToMam (perotunom). Jlaxe
IpY HAJTMYUH TOYHOW HHPOPMAIIHK O TEHETHYECKOM
coctaBe sSMC mpencka3aTh KIMHHYECKUH HCXOJ
MOXKET OBITh HETIPOCTO M3-3a CIOKHOTO B3aUMO/ICH-
CTBUS TCHETHUECKUX U OKpYKaromux ¢akropos [10,
11]. Bo muorux ciydasx sSMC mpuHCYTCTBYeT HE
BO BCEX KJIETKAaX OPTaHW3Ma, a TOJIBKO B HEKOTOPBIX
U3 HHUX, YTO JIONOJHUTEJIBHO YCIOXKHSET OIpele-
JIeHHne KIMHWYeCKoro 3HaueHus. [lomumo mpouero,
YPOBEHb MO3aMLU3Ma MOXKET 3HAYMTEIbHO Bapbu-
pOBaTh, YTO BIUSET HA CTENECHb MPOSBICHUS (EHO-
TUIMYECKUX NPU3HAKOB. TaxKe cienyeT yHOMIHYTbh
HEOIIPEAEICHHOCTh M HOBU3HY IPOTHO3MPOBAHMUS
BPOXKJICHHBIX aHOMaJiuil myTeM onpeaeneHus sSMC.
Hexotopsie sSSMC Moryt conep:kaThb YHUKaJIbHBIE
KOMOMHAIIMM TEHETUYECKOr0 Marepuaia, KOTOpPbIC
paHee HE ONUCHIBAINCH B JuTeparype. B atux ciy-
YasiX KIMHALUCTHI CTAJIKUBAIOTCS ¢ HEOTIPEACIICHHO-
CTBIO NPH TONBITKaX OLEHUTH MOTCHIHMAJIbHbBIC PH-
CKM M McX0Jibl JJ1s naruenTa [1, 17, 18].

HanpagJjenusi Oy1ymux HCCJIeI0BAHUN U
HHHOBAaIUM B 001actu sSSMC

C pa3BuUTHEM TeHETHKM BHUMaHHME YYEHBIX BCE
Oombllle COCPEOTaYMBACTCSl HA CO3JaHMU HOBBIX
TEXHOJIOTUH CEKBEHHPOBAHUS M TEHOMHOIO aHa-
JM3a, KOTOpPbHIE IO3BOJIAT C BBICOKOW TOYHOCTHIO
uneHTHUIpoBaTh 1 Xapakrepuzosarb sSSMC. Dtu
TEXHOJIOTUU MOTYT 3HAuUTENbHO YAYYIIUTh Halle
MMOHMMAaHUE CTPYKTYPBI, TPOUCXOXKICHUA U TeHe-
THdyeckoro coaepxkanug sSSMC, 4YTO KPUTHYECKU
BOXHO IIJISl OTIPEACNICHHs] MX KIWHUYECKOro 3Haue-
Hud. [IpuMepoM TakMX MHHOBALMH SIBJISIETCS OIHO-
KJIETOYHOE CEKBEHHUPOBAaHHE, KOTOPOE IIO3BOJIAET
aHAJIM3UPOBATh TCHETUYECKUI MaTepual Ha ypOBHE

OTAENBHBIX KJIETOK, YTO 0COOEHHO Ba)KHO /ISl TIOHU-
Manus mo3aunmsma ipu sSMC [2, 18]. [IpoBeaenue
MacCIITa0HBIX MYJIBTUIICHTPOBBIX HCCIIEAOBAHUHA C
Lenbi0 cOopa u aHanu3a JaHHbiXx 0 sSSMC 3Haum-
TEJIbHO YIAYYIIHT HaIle MOHWMAaHUE B3aMMOCBSI3H
MeX1y KOHKpeTHBIMH SSMC U KIMHHYECKUMH TIPO-
siBieHussMU. COBMECTHOE HCIONb30BaHUE JaHHBIX
W3 Pa3NUYHBIX WCTOYHUKOB W PETHOHOB ITOMOXKET
co3lIaTh IIO0AJIbHBIC 0a3bl JaHHBIX, KOTOPBIE OymIyT
Croco0OCTBOBaTh 0o0JIee TOYHOMY TCHETHUECKOMY
KOHCYJIBTUPOBAHUIO H YIIPABJICHUIO OEPEMEHHOCTHIO
nipu obHapyxennu sSMC [19].

[IpumeHeHue arropuTMOB HCKYCCTBEHHOTO WH-
TeJUIeKTa ¥ MAaIlllMHHOTO OOy4YeHHs B aHAIN3€ 0OIb-
X 00HEMOB TCHOMHBIX JTAHHBIX MOXKET TIPOJIOKHUTh
IIyTh K HOBBIM OTKPBITUSIM B uccienoBanuu sSMC,
TIO3BOJIUT BBISIBUTH CKPBITHIC TATTEPHBI M CBS3H
Mexay pasnuyHbIME SSMC U (PeHOTHITHYECKUMU
XapaKTepUCTHUKaMH, MPEICKa3bIBaTh KIMHUYECKHE
ucxojpl ¢ Oosee BhICOKOM TouHOCThIO [20]. Paspa-
00TKa 1 yCOBEpIIIEHCTBOBAHNE HEMHBA3UBHBIX METO-
JIOB TIpeHaTadbHOM nuarHocTuKu SSMC, Takux Kak
aHaim3 cBoboaHo mmoaHon JIHK B xpoBu Matepw,
OTKPBIBAET HOBBIC BOBMOXKHOCTH JJISI PAHHETO BBISIB-
nennst sSSMC 0e3 pucka i IJIoAa ¥ Marepu. DTH
METOJIbI MOTYT MPEJI0CTABUTH IICHHYIO HH()OPMAIHIO
o Haimmuuu sSMC emie 10 poxaeHus: peOeHKa, 4To
BXHO IJIsl TUTAHUPOBAHUS JTATBHEUIIETO BEICHHUS
OEpEeMEHHOCTH U TOJIrOTOBKU K POXKJICHUIO peOeHKa
C TIOTEHIMATHHBIMH T€HETUYECKUMH OCOOEHHOCTS-
mu [21].

3aKJaroueHmne

B 3akmroueHne MBI XOTUM MOMYEPKHYTH BaXK-
HOCTH uccienoBannii SSMC 11 COBpeMEHHOI reHe-
THUYECKOM JUArHOCTUKU W KOHCYJIbTUpoBaHud. He-
CMOTpSI Ha TO UTO B HEKOTOPBIX cirydasix sSSMC moryT
OBITh KJIIMHHUYSCKU HEUTPALHBIMHU, UX MPUCYTCTBHUEC
TaK)Ke MOXET OBITh CBS3aHO C (POPMHUPOBAHUEM pPa3-
JIUYHBIX aHOMaJIMI pa3BUTHS U 3a00neBannii. Tounas
uaenTudukanys 1 xapakrepuctuka sSMC ¢ ucrnomnb-
30BaHHEM COBPEMEHHBIX MOJCKYIIPHO-ITUTOTCHE-
THYecKkux MetonoB, Takux kak FISH, aCGH u NGS,
[O3BOJISIFOT YJIyYIIUTh T€HETUYECKOE KOHCYJIBTHPO-
BaHUE U BEJCHHE OCPEMEHHOCTH TPU OOHAPYKCHUU
sSMC. Pa3BuTHe HOBBIX TEXHOJOIMH M METOJOB,
BKJTIOUAsi HEMHBA3UBHBIC METOBI IPEHATAILHON -
arHOCTUKU U NPUMEHEHHE HMCKYCCTBEHHOI'O HMHTEJ-
JIEKTa JJI aHaIn3a TeHOMHBIX JAHHBIX, OTKPHIBACT
MEPCIIEKTUBEI st OoJiee 3PPEKTUBHOTO BBISBICHUS
n noHumanus sSMC. MacuitaOHble MYJIBTHIICH-
TPOBBIE UCCIIEIOBAHUS M CO3JIaHUE TI00ABHBIX 0a3
naHHEIX 110 SSMC crtoCOOCTBYIOT MIOHUMAHHUIO B3aH-
MOCBSI3U MEX/y TCHOTHUIIOM U ()€HOTHUIIOM, YTO BakK-
HO JUIl TOYHOI'O MNPOTHOZMPOBAHUS KIMHUYECKUX
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UCcX0f0B U A((HEKTUBHOTO TEHETHYECKOTO KOHCYITh-
TUpPOBaHUS. B TO BpeMs Kak CylIecTBYIOLIME UCCIIe-
JIOBaHUS YK€ NPEJOCTaBIISAIOT 3HAYUTEIIbHBIN 00bEM
3HaHui 0 SSMC, pofomKarouecs: u OymayIe uc-
cienoBaHus OyayT crmocoOCcTBOBaThH Ooiee TITyOOoKo-
MYy NNOHUMAHUIO UX POJIM B PA3BUTUN I'€CHETHYCCKUX
3a00JIeBaHMH, a TAaKXKe pa3padOTKe HOBBIX CTpaTeruid
JJI YIIyUIICHU A HpeHaTaHBHOﬁ JUArHOCTUKH U KOH-
CynsTHpoBaHus. TakuM 00pa3oM, MOCTOSIHHBIN MTPO-
rpecc B uccnenoBanusax sSSMC oGemaer yimydiieHue
37paBOOXpaHEHUsI U Onaromonyyusi OyayIux MOKo-
JICHUH.
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