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MonynAunoHHaA YacToTa pefikMX XPOMOCOMHbIX aHOManuii (XA) o cux nop JOCTOBEPHO He onpefeneHa. BoinonHnTb 3Ty 3apauy
MOXHO NnyTem perucrpauunm cyydaes peaknx XA cpeam niaofoB, >KUBOPOXKAEHHbIX 1 MEPTBOPOXKAEHHbIX B MOMYAALNOHHbIX peru-
CTpax BPOXKAEHHbIX MOPOKOB Pa3BUTUA, KOTOPbIE CYLLECTBYIOT B GOMbLIMHCTBE CTpaH Mupa. Mo AaHHbIM 3MMAEMUONOTMYECKOro
peructpa MockoBckoii o6nacTu 3a nepuog ¢ 2011 no 2019 rogpl YactoTa pegkux XA coctaBuna 0,49 cniyyaeB Ha 1000 poxkaeHwi,
UX ponA B CTpyKType Bcex XA coctaBnset 11,3%. B npoLeHTHOM COOTHOLLEeHMN CTPYKTYpa pefkux XA BbIraAnT creaytowmm obpa-
30Mm: Tpunnonaun — 41,2%, geneuyun — 23,9%, HecbanaHcMpoBaHHble TpaHcoKaumn — 10,6%, pefKue Tprcommn — 6%, fynnvkaumm —
5,6%, MmapKepHble XpoMOCcoMbI — 3,7%, apyrue peakme XA — 9%. YuntbiBaa mexgyHapofHble JaHHble MOXKHO npepnosnaraTb, YTo
nostyYeHHas nomnynAaALMOHHan YactoTa peaknx XA ABAAETCA 3aHUKEHHO 3a CYET UX HeoyyeTa 1 HeAOCTaTOYHOM ANAarHOCTUKN B
UCCiefyeMOM PEruoHe, Yto TpebyeT AanbHeNWrX NCCefoBaHWi.
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The prevalence of rare chromosomal abnormalities (CAs) has not yet been reliably determined. This task can be accomplished by
registering cases of rare CAs among fetuses, live births and stillborn in population-based registries of congenital malformations
that exist in most countries of the world. According to the epidemiological register of the Moscow region for the period from 2011
to 2019, the prevalence rate of rare CA was 0,49 cases per 1000 births, their share in the structure of all CA is 11,3%. In percentage
terms, the structure of rare CAs is presented as follows: triploidy — 41.2%, deletions — 23.9%, unbalanced translocations — 10.6%,
rare trisomies — 6%, duplications — 5.6%, marker chromosomes — 3.7%, other rare CAs — 9%. Taking into account the international
data, we can assume that the obtained prevalence rate of rare CAs is underestimated due to their underreporting and insufficient
diagnosis in the studied region, which requires further research.
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BBepeHue

penu BceX MPUYMH BPOXXICHHBIX TTOPOKOB Pa3BU-

tust (BIIP) B nomnyssitiuu 1o 15% npuxoauTcst Ha

XpoMocoMHbIe aHoMannu (XA) [1]. AKTyaaTbHOCTD
WCCIIeIOBaHUM SMUAEMUOIOTUMN XA OIPEACISIETCS BBICO-
KOWM CTETEeHBIO MHBAIMAN3ALIMU U CMEPTHOCTH JIIOJIEH C
JAHHBIMU HapYIICHUSIMU, a TAKXKe HeOOXOIMMOCTBIO TIIa-
HUPOBAHUS MEP MEAUILIMHCKOMN 1 COLIMATbHOMN ITOMOIIN
JUTSL OTUX JIIOJIEW U UX CEMEH.

Hawubonee pacripocTpaHeHHBIMU rpynnaMu XA sIB-
JISIOTCST TPUCOMUM 10 XpomocomaMm 21, 18 u 13, a Tak-
K€ aHeYIUIOMIUH 110 TOJIOBBIM XpoMocoMaMm. Perucrpa-
1IUST BBISIBJICHHBIX CJTy4aeB TPUCOMMH XpOMOCOMBI 21 cpe-
IIA XKUBOPOKICHHBIX U TUIOIOB SIBJISIETCS 00sI3aTeJIbHOM
B OosibIIMHCTBE cucTteM MoHuTOopuHra BITP B mupe. B cBsi-
31 ¢ 3TUM K HACTOSIIIIEMY BPEMEHU U3BECTHA ITOITYJISILIM -
OHHas YacToTa cuHIpomMa JlayHa, KpoMe TOTro OIpeeie-
HBI BO3PacT-3aBUCUMbIE pUCKH [2].

B Poccniickoit @enepanyu pa3padoTaH MPOTOKOJT paH-
HEero MpeHaTaJIbHOTO CKPMHWHTA C PACYETOM PUCKA B OTHO-
LIEHUH TpUcOoMUit xpomocoM 21, 18 1 13, KOTOpHIii TPOX0-
ISIT Bce OepeMeHHbIe. BriocencTBruy sKeHIIMHAM U3 TPYIIITBI
BBICOKOT'O PHCKa IPeIaraeTcs MpoBeACHUE TTONTBEPKIAI0-
IIei TMAaTHOCTUKHU C UCTIOJIb30BAaHUEM CTaHIAPTHOTO KapH-
oturnupoBanus, oo FISH-guarnoctuku. s Bcex aTnx
MEPOIPUSATHI BbIACJICHBI OI0MKETHBIC CPEACTBRA.

Ha ceromHsmnrHumii neHb Mo TaHHBIM MEXXKIYHapPOIHOTO
®onnga Menniunsl [Tnona (FMF) ussectHo, 4T0 B CTPyK-
Type BCexX IpeHaTajlbHO BbissBIeHHbIX XA 10 50% npen-
craBiieHO cuHapomoM JlayHa, 17% — cuHapomom Dasapi-
ca, 8% — cunnpomow Ilatay u 25% oTBoAMTCS peaKuM XA
[3]. K penkum XA oTHOCATCS TI0OBIe XPOMOCOMHBIE TTe-
PECTPOIKY 32 UCKITIOUEHUEM TpUCOMUt Xpomocom 21, 13
u 18, a TakKe aHEYIUIOMIWIA 1O TTOJIOBBIM XPOMOCOMAaM.
Takum oOpa3zom, 3Ta rpymnria InpejacTaBpjieHa TPUCOMUSIMU
¥ MOHOCOMMSIMH ayTOCOM, 32 UCKITIOYECHUEM YaCTBIX TPH-
COMMI 1 aHEYIJIOUIMIA MO MOJOBBIM XPOMOCOMaM, TPU-
TUIOUAWSIMM Y TIOJIUTIIOMAUSMU, IeICIUSIMUA U TyTUTNKA-
LIUSIMM, HecOaTaHCUPOBAaHHBIMM TPAHCIIOKAIIMSIMU 1 Map-
KEPHBIMU XPOMOCOMaMHU.

3a mociegHee IeCATWIETHE CYIIECTBEHHO PACIIMPH-
JINCh BOBMOXXHOCTY TUaTHOCTUKU XA, OJ1aromapsi MosiBIIe-
HUIO MOJICKYJISIPHOTO KaPUOTUITMPOBAHUS UJIH XPOMOCOM-
HOT0 MUKpOMaTpu4yHoro aHanun3a (XMA), mo3BoJIsiole-

T'O BBISIBJISITH MUKPOXPOMOCOMHBIE ITEPECTPOIKH, KOTOPhIS
He BUIHbBI ITPU CTAHIAPTHOM KapHMOTUIMPOBaHUU. Takum
00pa3oM, CYIIECTBYET BOZMOXHOCTh OIPENEIUTh 3HAUM-
TeJIbHO 0O0JIbIIIee KOJMYECTBO XPOMOCOMHBIX HAapyIIEHUI
U UX JOCTOBEPHYIO YaCTOTY U CTPYKTYPY B IOITYJISILIUU.

BaxxHocTb 1 aKTyaabHOCTb UCITOJIb30BaHusT XMA mist
MMarHOCTUKY XA Ha CeTrOIHSIIITHUM IeHb HEe BHI3BIBAET CO-
MHeHMIi. Ha 1aHHBIIT MOMEHT PEKOMEHIYETCS €0 MpU-
MEHEHME B KAaUeCTBE T€CTA NEPBOM JIUHUM y AETEN C HE-
nuddepeHIMPOBaHHONH YMCTBEHHOI OTCTaJIOCTbhIO, ay-
TU3MOM U MHOXECTBEHHBIMU TTOPOKAMU pa3BUTHUS [4].
B npeHaTanbHOM TepHone NMAarHOCTUYECKas IIEHHOCTh
XMA B cpaBHEHUU CO CTAHAAPTHBIM KapUOTUITUPOBAHUEM
MOBBIIAETCS TIPU HATMYMU BPOXKICHHBIX ITOPOKOB CEP/ILIa
y Tj1oa (JIONMOJHUTENbHO 7% HaxomoK) [S], a Takxe nipu
YBEJIMYEHUU TOJIIMHBI BOPOTHUKOBOTO ITPOCTPAHCTBA 00-
siee 3,5 MM Mo pe3yJibTaTaM yJIbTPa3ByKOBOTO CKPMHUHTA
MEepBOro TPUMECTpa B perjJaMeHTUPOBAaHHBIE CPOKU (I0-
MOJHUTEJIbHO 5% Haxonok) [6]. AMepuKkaHcKas KoJLie-
T'Usl aKylIepoOB-T'MHEKOJIOTOB PEKOMEHAYET IPOBEICHE
XMA nipu Hanuuuu onHoro u 6oisiee BITP y mnopa. Takasa
CTpaTerus MO3BOJISIET TOMOJTHUTEIBHO OINPEACIUTh OKO-
70 6% XA [7].

B Poccunt XMA He orutaunBaeTcs 3a CYET CPeACTB (e-
JIepajbHOTO OI0KeTa U BBITTOTHSIETCS TOJIBKO B KOMMepYe-
CKMX JJabopaTopusix. B ¢BsI3u ¢ 9TUM IajieKo He BCe CEMbU
MOTYT IO3BOJIUTH CEOE MPOBEAEHUE ITOTO AHAJIN3A B CIIy-
yae HeOOXOIMMOCTH, YTO MPUBOIUT K HEAOCTATOUHOM 11~
arHOCTHKE U HETOJHOMY BBISIBIICHUIO XA.

Llenbro HACTOSIIErO UCCAENOBAaHUS OBLIO Ompenese-
HUE YaCTOTHI M CTPYKTYPHI peAKUX XA M0 TaHHBIM 3MHUIC-
muojornyeckoro Monutoputra BITP B MockoBckoit 00-
nactu 3a mepuon ¢ 2011 o 2019 romsr.

MaTtepumanbl n meToabl

[IpoBeneH peTpOCIEKTUBHbIM aHAIM3 JaHHBIX SITHUIE-
muojornyeckoro Monutoputra BITP B MockoBckoit 00-
nactu ¢ 2011 o 2019 roasl. MockoBcKast 00J1aCTh 10 YHC-
JIEHHOCTH HaceJICHUsI IPEBOCXOIUT BCE OCTaJIbHbIE CyOb-
exThl Poccuiickoit ®eaepaumu, ycrymnast ToJibko MockBe,
TEM CaMbIM ITO3BOJISISI IPOBOIUTD YIIyOJIeHHbIEC SIAAEMM-
OJIOTMYECKUE UCCIIEA0BAHMSI.
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B aHanu3e yyuThIBaJIMCh BCE CIyYaud BbISBJIECHHBIX
BITP cpenu >KUBOPOXKIEHHBIX, MEPTBOPOXKIEHHBIX U B CITy-
yasix mpepbIBaHUSI 66peMEHHOCTH J0 22 Hele b IpU Tpe-
HaTanbHOM BbIsiBieHuu BITP mnona. CTouT oTMETUTD, YTO
10 2011 roga BITP, BoisiBIIeHHBIE 10 pOJOB, B 623y MOHU-
TOPWHTa HE BHOCUJIUCh.

Nudopmanus o BITP BHOcUTCS B KOMITbIOTEP-
Hy1o niporpamMmy MoHutopuHra BITP, pazpaboranHyto
B HUKMU nenuatpuum um. akanemuka fO0.E. BenbTuiie-
Ba. Kaxnapiit ciyyait BeisiBieHHoro BITP y pebenka uiu
Tioa perucTpupyercs B dopMaTe 3JEKTPOHHOU Kap-
TBI, B KOTOpoi1 yKa3biBaoTcst MO maTepu 1 pebeH-
Ka, BO3pacT MaTepu, MOPSIAKOBBIA HOMEP POAOB, MECTO
KUTEIbCTBA, AaTa POXICHUS UIW SJIMMUHALMY 11014,
COCTOSTHUE MPU POXKIEHUU, TPOBEAECHHbBIE BO BpeMs Oe-
PEMEHHOCTH HCCIeOBaHUSI, a TAKXKe oNrcaHue (peHo-
TUTIOB U YCTaHOBJIEHHbIe AuarHo3bl (puc. 1). Exeron-
HO KaxXnblii permoH Poccuu HampapisieT MOJy4YeHHbIE
JNaHHbIE B O0IIEPOCCUCKUI PETUCTP B AerepcoOHUbU-
LIUPOBAHHOM BUJIE.

@ MoHHTOPHHI BPOM e HHbIX NOPOKOB pa3BuTHA - [06was kapTa]

baza maHHBIX UIST AMMAEMUOIOTUYECKOTO MOHUTO-
puHra B MOCKOBCKOW 00J1acTH (pOpMUPYETCS HA OCHO-
BaHUM YHUGDULIMPOBAHHBIX U3BelIeHUI Ha ciydyau BITP
U3 POIIOMOB, JIETCKUX MOJTUKIMHUK U CTAallMOHAPOB 00-
sactu. VI3BelleHusT exXeMeCsTIHO TIepealoTCs B MEIUKO-
reHeTnYecKoe oTaeieHue ['ocynrapcTBeHHOTo 010 KeTHO-
TO YUPEXIeHUs 3IpaBooXpaHeHUsT MOCKOBCKOM 00J1acTh
«MocCKOBCKMiT 00JIaCTHOIN Hay4dHO-UCCIeI0BaTeIbCKU
MHCTUTYT aKyIlIepCTBa M THHEKOJIOTUM». MI3BeIIeH sl O BbI-
siBieHHbIX BITP aHanu3upyoTcs U perucTpupyroTcst Bpa-
YOM-TeHETUKOM.

XpOMOCOMHBIE aHOMAJIMK COTJIACHO MEXIYHapOI-
Holi Kitaccudukanuu 6ose3neit 10 nepecmorpa (MKB-10)
koaupytorcs kogamu Q90-Q99. AHanusupyeMbie B JaH-
HOIi paboTe pelKre XPOMOCOMHBIE aHOMAJIMU OTHOCSITCSI
K crienytomuM rpyrnmnam: Q92 — Jlpyrue TpUCOMUY U Ya-
CTUYHBIC TPUCOMUHU ayTOCOM, He KJIacCU(UIIMPOBAHHBIE
B Ipyrux pyopukax; Q93 — MoHocOMUM U yTpaThl YaCTU
ayTOCOM, He KJIacCU(UIIMPOBAHHBIC B IPYTUX PyOpHUKaX;
Q99 — dpyrue aHOMAJINHA XPOMOCOM, He KJTaCCUDULINPO-
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BaHHbBIC B Apyrux pyopukax. B Havyase paboThl Bce 3ape-
TUCTPUPOBaHHBIE ciydan XA ObLTA MPOBEPEHBI Ha KOP-
PEKTHOCTb KOIUPOBKHU, B ClTydyae HEOOXOIUMOCTU MPOU3-
BeJleHa KOPPEKIIHSI.

YacrtoTsl XA paccuutbiBasich Ha 1000 XKuBopoXIeH-
HBIX.

Pesynbrathbl

Bcero B 6a3ze monutopuHra BITP MockoBckoii
obmactu ¢ 2011 o 2019 romw! 3apeructprpoBaHo 15 564 ciry-
yasg BITP. Yucno poxaeHuit 3a 3TOT MEePUOJ COCTaBU-
J10 612 336, Takum obpa3om, obiias yacrora BITP cocra-
Bua 25,42 na 1000 poxnenuii. Haubonee pacnpoctpa-
HEHHBIMM TpyIIamMu u3oupoBaHHbIX BITP cranu mopoku
cepaeuyHo-cocyaucToit cucteMsl (5,92 Ha 1000 poxxaeHMit),
MouernojioBoit cuctemsl (3,88 Ha 1000 poxxneHuit), BepX-
HUX U HUXKHUX KOHeuHocTeil (3,22 Ha 1000 poxaeHuit)
U LIEHTpaJbHOI HepBHOM cucteMsbl (2,03 Ha 1000 poxe-
Huit). Ha BTopoM MecTte o yactote HaxoasTcst XA, ux o0-
1as yactora coctabuia 4,37 Ha 1000 poxnaenuit. Otnenb-
HBII MHTEpeC MPEeCTaBsIeT COO0U TOCTATOUHO OOIbIIAs
rpyIirna MHOXeCTBEHHBIX TIOPOKOB Pa3BUTHSI, YaCTOTa KO-
Topbix coctaBuiaa 1,84 Ha 1000 poxxaeHuii. B aToii rpymirie
BBICOKA BEPOSITHOCTh HAJIMYMSI XPOMOCOMHOTO, JINOO TeH-
HOTo 3a00JIeBaHUsI, KOTOPbIE HEe OBLIN OIpeneeHbl, Ofl-
Hako, B JaHHOK paboTe 3Ta IpyIla HapylIeHUI He aHa-
JI3UpYyeTCs.

Cpenu Bcex XA yalle BCero BCTpeyaeTcsl, Kak 3TOro
M cJIeoBajio oxuaarh, cuHapom Jdayna. Yactora Tpuco-
MUU XpoMocoMbl 21 B MOCKOBCKOI1 00/1aCTH COCTaBJIsI-
et 2,75 Ha 1000 poxneHuit. B mpolleHTHOM COOTHOILIEHU U
CTPYKTYpa BceX XA BBITJISIIUT CJIAYIOIINM 00pa3oM: CUH-
npom dayna — 63,2%, cunapom Dasapaca — 13,8%, cun-
apom Ilaray — 5,1%, aHeymIoOuaInuu Mo MOJOBBIM XPOMO-
comaM — 6,7%, peaxkue XxpoMocoMHbIe aHoMamnu — 11,3%.
Takum obpa3oM, pu cpaBHeHUM ¢ AaHHbIMU FMF [3], oT-
MeyvaeTcst 6ojiee BhICOKast 10J1s1 ciiydaeB cuHapoma JlayHa,
B TO BpeMsl KaK JOJIM IPpYyruX XA IO HaIllM TaHHBIM HITKE,
YTO MOKET YKa3bIBaTh Ha HETIOJHOE BHISIBJICHUE 3THUX XPO-
MOCOMHBIX HapyIIeHU, JIMOO pa3Inudmsl CBSI3aHbI C ApY-
TUMU IPUYMHAMHM, YTO TPEOYeT NaTbHEHIIEro N3ydeHHs.

B cooTBeTCTBUY C 11e/IbI0 MCCIIEIOBAHMST MBI TTIpOaHa-
JIM3UPOBAJIN TaHHBIE TT0 IpyIe peakux XA. B 6a3e MmoHu-
TOPMHTA 32 aHATM3UPYEMBII IIEPUOI] BCETO 3apETUCTPUPO-
BaH 301 ciyyaii u3 rpynibl peakux XA, ux o01iasi yactora
coctaBuna 0,49 Ha 1000 poxxaeHuii. B aToii rpyrmie npesa-
JIMPYIOT 3apeTMCTPUPOBAaHHbBIE CIydau IIpepbiBaHUs Oepe-
MEHHOCTH 110 22 He/leIb C MTOATBEPXKAEHHBIM TUAarHO30M
XA 'y rmona (68,5%). K aToit KaTeropuu OTHOCSITCS CITy-
Yyau MpepbIBaHUsT OEPEeMEHHOCTH TIOCIIe YCTAaHOBJICHHOTO
nuarHosa XA B pesyJibTate NpeHaTaJlbHO TUarHOCTUKH,

CaMOTIPOM3BOJIbHBIC BHIKUIIBIIIIM 1 Hepa3BUBaroIIMecs Oe-
PEMEHHOCTH, KOTOPbIE OBLTM TeHETUYECKHU 00CIIeTOBaHBbI.
CootBercTBeHHO, 30,5% XA NpencTaBieHo CIyJasiMu K1-
BOpOXKIeHUI 1 1% ciydassMu MepTBOPOKICHUIA.

B uccrienyemMoii Tpyrimne MearaHa Bo3pacta MaTtepei
cocraBmia 30 et (Q1-Q3: 26-33; min-max: 18-46). Co-
OTHOIIIEHNE MYKCKOTO T10J1a K KEHCKOMY CpeIr 3aperu-
CTPOBaHHBIX cyyaeB peakux XA cocrasuiio 0,8M:12K.

[Ipu cpaBHeHUHM pacnipenesieHrs MaTepeii o BO3pacTy
(1m0 34 net u crapuue 34 net) B rpynie BITP Hexpomocom-
HOM 9THOJIOTUW U TPYIIIE C PEAKMMU XA CTaTUCTUIECKU
3HAUMMBIX pa3Iuuuii oOHapykeHo He Obuto (X2 = 2,39, p
= 0,122). Takum obpa3oM, peakne XA He CBSI3aHbI C BO3-
pacToMm MaTtepu.

Kaxk 0blJ10 0TMeueHO BbIllle, B MOCKOBCKOIT 00Jj1acT
KOJIMYECTBO BBISIBIEHHBIX peakux XA cocrasiser 11,3%
OT Bcex 3apeructpupoBaHHbIX XA. 1o maHHBIM permo-
HaJIbHOTO MOHUTOPUHTA HanboJjee pacrpoCTpaHEHHBIM
HapyIlIeHueM cpeau peakunx XA SIBISIIOTCS TPUTUIOUIUN
(41,2%), HA BTOPOM MeCTe ACICIINU YIacTKa XPOMOCOM
(23,9%), Ha TpeTheM MecTe HecOalaHCHPOBAaHHEIE TPaHC-
nokaumu (10,6%). C MEHBIIUMU, HO TIPUMEPHO PaBHBI-
MU JIOJISIMU, B CTPYKTYPE PeNKUX XA BCTpevyaroTcs peKue
Tpucomun (6%), nyrumikauuu (5,6%) 1 MapKepHBIE XpO-
MocoMmbl (3,7%). Taxeke BblIeeHa IPYIIa IPYTUX PETKUX
XA (9%), 5Ta rpyIia npeacraBieHa CaeayoIUMK JUarHo-
3aMU: JIOTTOJTHUTEIBHBI XpPOMOCOMHBIN MaTepuall HeU3-
BECTHOTO TTPOMCXOXACHUsI, CoueTaHHbIe XA, KOJIbIIEBbIE
xpoMocoMbl. CTpyKTypa 1 4acTOThI peakux XA B MoCKOB-
CKOI1 00JIaCcTH TIpeCTaBICHBI B Ta0M. 1.

Pesyabrarthl CpaBHUTEIBLHOTO aHAIM3a CTPYKTYPBI
penkux XA B pa3HbIX Ipynmax ((KUBOPOXKIEHHBIC, MEPT-
BOPOXIIEHHBIE W TUIOABI) TIPEACTaBICHBI B Ta0Jd. 2 1 Ha
puc. 2. Kak BugHO 13 TabJ1. 2, OOIBIIMHCTBO clyyaeB XA
3aperuCTPUPOBAHO CPEIN TIIOIOB.

OmnpezeieHo, YTO TPUTUTOMINY ObLITY BBISIBJICHBI TOJIb-
KO Cpeny IIJIOOB, TAKXKe B 3TOM TPYIIIe 3HAYMMO Yallie
BCTpEYaloTCs peaKre TPUCOMUM U IyTTMKauu. B To ke
BpEMSI B TPYTITE JKMBOPOXKIEHHBIX Yallle BCTPEYatoTCs JIe-
Jlennu v apyrue peakue XA. [IpyuMepHO B paBHOM 00beMe
Cpenu IJIOOB 1 KMBOPOKIEHHBIX BBISIBJICHBI HecOaIaH-
CHpOBaHHbBIEC TPAHCIOKAIIMY U MapKEPHbIE XPOMOCOMBI.

[Mpu aHanM3e TaHHBIX IO TOAaM 3a U3yJ9aeMblid TIepy-
OJl OTMEYEH TTOJIOXKUTEIbHBIN TPEHI B KOJIMUECTBE BBISIB-
JsieMbIxX peakux XA (puc. 3). Ckopee Bcero, HabJItogaeMblii
TPEH]I SIBJISIETCS PE3YJIbTATOM COBEPIIIEHCTBOBAHUS U TIO-
BBIIIEHUS KaYeCTBa TMarHOCTUKY XPOMOCOMHBIX Hapyliie-
HUli B MOCKOBCKOI 00J1acTH.

BaxxHO OTMETHTH, YTO TTIOMUMO CTaHAAPTHOTO Kapu-
OTUITMPOBAHUS TSI TUATHOCTUKU PeIKUX XA UCITONb3Y-
ercss XMA. B MockoBcKoIt 001aCTH 3a UCCIeTyeMblIii me-
puon 6iaromapsi npuMeHeHuo XMA BbISIBJICHO 48 cityya-
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Puc. 2. CrpykTtypa XA B rpynnax njaofoB 1 XMBOPOXKAEHHbIX C peakumn XA.io

XA

Tabnuya 1
YacToTbl 1 fONM OTAENBHbIX FPYNMN PeAKNX XPOMOCOMHbIX HapyLUEeHUI
Bunst XA Yacrora (Ha 1000 poxxaeHuit) ons B ob61ueit rpymie peakux XA, %
Tpunnonnuu 0,2 41,2
Jeneuunun 0,12 23,9
HecbanaHc. TpaHcIoKaum 0,05 10,6
Penkue Tpucomun 0,03 6
Jyrkanuu 0,03 5,6
MapkepHbIe XpOMOCOMBbI 0,02 3,7
Ip. penkue XA 0,04 9
Tabnuya 2
PacnpepeneHue guarHo3oB pegkux XA B 3aBMICMMOCTY OT COCTOSIHUSA NPU POXKAEHUN
CocTosiHIe IPH POKICHAN
BIMMHMHUPOBAHHBIE TUIONBI, N KuBopoxaeHHble, MepTBOpPOXIEHHBIE,
(%) n (%) n (%)
Tpuronaun 123 (99,2) 0(0) 1(0,8)
Jeneuvn 25(34,7) 45 (62,5) 2(2,8)
Hec6anaHc. TpaHCIOKaUUK 17 (53.1) 15 (46,9) 0(0)
Penkue Tpucomun 15 (83,3) 3(16,7) 0(0)
Jlyrmmkaniu 12 (70,6) 5(29,4) 0(0)
MapkepHbIe XpOMOCOMBI 5(45,5) 6 (54,5) 0(0)
Hp. penkue XA 8(29,6) 19 (70,4) 0(0)
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eB penknx XA, uto coctasisieT 16% ot penknx XA u 1,8%
OT BCEX 3aPETUCTPUPOBAHHBIX XPOMOCOMHBIX HApYIICHUIA.
Kak ynmoMuHanoch Bbllle, TOMOJHUTEIbHAs AMarHOCTUYE-
cKast 3HauMMOoCcTh XMA B CpaBHEHUU CO CTaHIapTHBIM Ka-
PUOTUITMPOBAHUEM MOXET nocTurath 7% [4-7]. OueBum-
HO, YTO paclIMpeHre UCTIONb30BaHUs MeTona XMA Oyner
CMOCOOCTBOBATH OoJiee YITyOJIEHHOMY U3YUYEHUIO U OLIEH-
K€ 3MUIEMUOJIOTMYECKUX XapaKTePUCTUK PEIKUX XPOMO-
COMHBIX HapyIICHUI.

06cyxpeHne

B pesysbrate poBeaeHHOTO UCCIeIOBaHMS HAMU T10-
JIy4eHBI OLIEHKM YacTOT PelKUX XA Ha OCHOBE ITPOrpam-
Mbl MoHUTOpuHTa BITP B MockoBckoii obnactu. Ha ce-
TOIHSIITHUI TeHb MOMYJISTIIMOHHBIE YaCTOTBI M CTPYKTYpa
penkux XA B MUpe JOCTOBEPHO He orpeaesieHbl. Takux
paboT MPaKTUYECKU HET M 3TO CBSI3aHO C TeM, UTO B 0OJIb-
IIUHCTBE PETUCTPOB YYUTHIBAIOTCS TOJBKO YacThie Gop-
MBI XPOMOCOMHBIX HapyIIeHW . MBI TIPOBEJIN CpaBHEHUE
TOJIYYEHHBIX TaHHBIX C IBYMS aHAJIOTMIHBIMU paboTaMu
Wellesley D. ¢ coant. (2012) u Baena N. ¢ coanrt. (2003),
B KOTOPBIX IIPEICTaBIEHbI JaHHbBIE O PACTIPOCTPAaHEHHO-
ctu penkux XA B Espore [8, 9].

B uccnenoBanuu Wellesley D. ¢ coaBT. mpoaHanu3u-
poBaHbI faHHbIE 16 peructpoB u3 11 eBponeiickux cTpaH,
Bxomsiux B EUROCAT (EBponefickast ceTb MOIMYJISIMOH-
HBIX PETUCTPOB SIUIEMUOJIOTMYECKOTO KOHTPOJISI 32 BPOXK-
JIEHHBIMU aHOMaJIUSIMH ), 3a ieprof ¢ 2000 o 2006 roms!.
B nanHoit paboTe yuyuThIBaIUCh Bce ciaydyand XA, BKIIO-

2011 2012 2013 2014

Puc. 3. InHammka uncna cnyyvaes pefkux XA B MockoBckoi obnactu

yasi pefKre, Cpeau XUBOPOXKICHHBIX, MEPTBOPOXKICH-
HBIX W TIpepBaHHBIX OepeMeHHOoCTel B cpoke no 20 He-
nenb ¢ XAy mona.

Bcero 3a ananusupyemsiit nepuoa B 6aze EUROCAT
obu10 3apeructpupoBaHo 10 323 ciayvas XA, 4yTo cocta-
Bwio 4,38 Ha 1000 poxneHnuii. CTpyKTypa 3aperucTpupo-
BaHHBIX XA ObljIa MpeacTaBieHa CIeIyIOIIMM 00pa3oM:
cunapom Jdayna — 53%, cunopom Dasapaca — 13%, cuH-
npoMm Ilaray — 5%, aHEYIITIOMIWH TI0 TTOJIOBBIM XPOMOCO-
MaM — 13%, penkuie XA — 17%. OG1iast yacTota peAKux
XA cocraBuna 0,74 na 1000 poxnaenuii. [To Hammm gaH-
HBIM 1018 peakux XA cocrasiser 11,3%, a o01as yacrora
peakux XA B MOCKOBCKOI 00/1aCTH OKa3ajlaCh HUXE 1 CO-
craBuia 0,49 na 1000 poxnenuii. B padore Baena N. ¢ co-
aBT. (2003) yacToTa peAKNX XPOMOCOMHBIX HAPYILIEHUH CO-
craBuiia Bcero 0,17 Ha 1000 poxxnenwuii [9]. OnHako B 3TOM
paboTe ompeesuIach 4acToTa PenKrux XA, BbISIBICHHBIX
TOJIBKO TPU TIPEHATAIbHOM HCCJIETIOBAHUY.

JlaBaTh OLIEHKY Pa3IMYMil BBISIBICHHBIX YacCTOT pell-
KX XA B pa3HbIX HCCIIENOBAHMSIX TOBOJILHO CJIOXKHO. EcTe-
CTBEHHO, YTO pa3IuIMs B [IOKA3aTENISIX PACIIPOCTPAHEHHO-
CTH MEXITy PETMCTPaMM MOTYT OBITh CBSI3aHBI C OOBEKTUB-
HBIMU ITPUYIMHAMM, OTHAKO, CYIIECTBYIOT 1 CYOBbEKTUBHBIC
MPOOGJIEMBI: TIOJTHOTA PETMCTPALIMKI, BOZMOXHOCTH TIpeHa-
TaJIbHOM JIETEKIIMK PeIKUX XA U Apyrue npuarHsl. [To MHe-
nuto Wellesley D. ¢ coaBr. (2012) BaxHa oOpaTHas CBSI3b
MEXIy perucTpamMu BpOXKICHHBIX aHOMAJIUIA U IIUTOTeHe-
TUYECKUMU JJabopaTOpusiMU. ABTOPHI CTaTbU CUMTAIOT,
YTO MOJYYEHHBIC UMU TTOITYJISIIIMOHHBIE YaCTOTHI PEIKUX
XA ckopee Bcero 3aHMXeHbI. Yalie Bcero B MOHUTOPUH-

2015 2016 2017 2018 2019
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TOBBIX CUCTeMaX PerMCTPUPYIOTCS AETH ITEPBOTO ro/Ia K13~
HU, B TO BpeMsI KaK JIMarH03 XpOMOCOMHOTO 3a00JieBaHHUs
MOXET OBITh YCTAHOBJICH TTO3Xe U, COOTBETCTBEHHO, He OY-
JIET 3apeTMCTPUPOBaH. BaskHO TakKe OTMETUTh, YTO 3ape-
TMCTPUPOBAHO HE TaK MHOTO CITy4aeB PeIKUX XA B TIpeHa-
TaJIbHOM TIEPUO]IE, YTO CBSI3aHO C 0OCOOEHHOCTSIMU BEACHMSI
MOHUTOPHHTOBBIX CUCTEM, a TAKKe C HECOBEPILIEHCTBOM M-
arHOCTUYECKUX METOZOB B TOM BPEMEHHOM TIEpHOIE.

B pabore Wellesley D. ¢ coaBT. 10151 TpeHaTaIbHO BbI-
SIBJIEHHBIX ClTydacB peakux XA coctaBuiia B cpeqHeM 65%,
MPY 3TOM HAOJIIOIATNCh 3HAYMTETbHBIE KOJIEOAHMS MEXITY
peructpamu: ot 4,9% 10 92%. B HallleM HcclieIOBaHUY 10-
JIST TIPEHATAJTbHO BBISIBJICHHBIX CTy4aeB PeIKUX XPOMOCOM-
HBIX HapYIIEHUIA cocTaBuia 68,5%, 4TO JOCTaTOYHO XOPO-
1110 COOTBETCTBYeET cpeaHeii olieHKe pernctpoB EUROCAT.

ITpu cpaBHEHUU CTPYKTYPHI penkux XA oKa3ajaoch,
yTto B EBporie GoJiblast yacTh M3 HUX ITpelcTaBIeHa aejie-
uvsiMu (42,4%), Ha BTOPOM MeCTe pacrojiaraloTcst Tpu-
wrouanu (17%), B To Bpemst Kak B MOCKOBCKOIT 00J1acT
9TH IBE KATETOPUU IMTOMEHSITUCh MECTaMHU (TPUTLIOUINHT —
41,2%, neneuyu — 23,9%). B ocTanbHOM pacrpeneieHue
IPYTUX TPYIIIT peaKNX XA BEITIISIINT ITOXOXe (pHc. 4).

Takum oOpa3oM, PerucTpbl BPOXKIECHHBIX aHOMaTUIA
JAl0T BO3MOXKHOCTb OLIEHUTH MOMYJISIIIMOHHBIE YaCTOTHI
XPOMOCOMHBIX HapylleHUi. be3ycloBHO, 3HAYUTEIBHYIO
pPOJIb B BBISIBJIEHMU XPOMOCOMHBIX HapyIIeHU UTpaeT
MpeHaTtajxbHasl TMarHOCTUKA, Ha YTO YKa3bIBaeT Ipeobia-

MockoBckas o6nactb 2011 - 2019 rr. (CO6CTBEHHbIE AaHHbIE)

Tpunnovgnw,
Konunuectso; 41,2%
Konunuectso; Apyrue XA;
MapkepHbie 27;9,0%
Xxpomocombl; 11; 3,7%

Konnyectso;
Aynnukauuu; 17; 5,6%

Konnyectso;
Pepkne

TpI/ICOMI/II/I;_/

18;6,0%

KonunuecTtBo;
HecbanaHcrmpoBaHHble

TpaHcoKauuny;
32;10,6%

Konnyectso;
Deneuunn; 72; 23,9%

Puc. 4. CtpykTypa pegkux XA B MockoBcKol 06iacTu 1 ctpaHax EBponbi.

JAaHWE TOJIM PeIKUX XA cpeny 3JIMMUHUPOBAHHBIX IO~
noB. Kak BuanM, TaHHBIX IO YacTOTaM pelkux XA, BbI-
SIBJISIEMBIX TIEpUHATAJIbHO, HA CETOMHSIIITHUI TIeHDb eIle
OYeHb MaJIO U, K COXAJIEHUIO, Y Pa3HbIX PETUCTPOB UMe-
I0TCSI pa3Hble BO3MOXHOCTH, OTPAHUYCHUS M1 OCOOCHHO-
CTU pabOTBI, YTO MOXET BJIMSITH Ha OLIEHKH TTOJTyYaeMBbIX
yacToT. B 2T0I1 CBSI3M elile pa3 CTOUT cKa3aTh, YTO JTOCTO-
BepHBIe 0a30BbIC YACTOTHI PEIKUX XA B MUPE 110 CHUX ITOP
Hen3BeCcTHbI. B MOCKOBCKOI 00,1aCTH MX 4aCTOTa COCTaBU-
sa 0,49 Ha 1000 poxxneHuit, Tpy 3TOM, YUIUTHIBAsE MEXIY -
HapOJHBIC TaHHBIE, MOXKHO ITPEIIT0JIaraTh, YTO 3Ta YaCTO-
Ta SBJISIETCS 3aHVDKEHHOM 3a cYeT HeaoydeTa U HelocTa-
TOYHOI TMAarHOCTUKHU PENKUX XA B MCCIEIYEMOM PEeTHOHE.

J11s1 MOBBILIIEHUST JOCTOBEPHOCTH TAHHBIX TI0 PEIKUM
XPOMOCOMHBIM HapyYIIEHUSIM U TTOJIydeHusT 6oJiee TOY-
HBIX TIOMYJISIIIMOHHBIX YaCTOT Ha PEerMOHAJILHOM YPOBHE
HEOOXOAMMO YJIy4IlIaTh CUCTeMY cOopa MaHHBIX, a TaK-
K€ COBEPIIeHCTBOBATh MX AUArHOCTUKY, B YACTHOCTH,
3a cYeT MPUMEHEHHUs pa3HOOOPA3HBIX METOIOB JUISI yCTa-
HOBKM MarHo3a XA: CTaHIapTHOTO KapUOTUITMPOBAHMS,
FISH-puarnoctuku, XMA, uTo yxe aenaetcss B MoCKOB-
CKOIt 00J1aCTH.

Ha ocHoBaHWM TIPOBEIEHHOTO TPEABAPUTEIBHOTO
aHaJM3a JaHHBIX 10 PEIKUM XA MOXHO MPEATION0XUTD,
YTO JIJIST ONTUMU3AIMHA MOHUTOPHHTA XA HEOOX0IMMO:

1. BxiitoueHue B 6a3y MOHUTOPUHTIA BCEX CIydyaeB 00-
HapYXEeHHBIX PEIKUX XA, BBISIBICHHBIX B Pa3JIMYHBIX ITPO-

EBpona 2000 - 2006 rr. (aganTuposaHo no matepuanam Wellesley D. et al, 2012)
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. . 0
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b

Konnyectso;
Pepkne
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Konnyectso;
Tpunnounawnu; 296;
17,0%

MEONUNHCKAA TEHETUKA. 2021. Ne7

65



OPUT'MHAJIbHbBIE UCCZIEAOBAHUA

(bUIBHBIX MEAUKO-TEHETUYECKUX JJabopaTopusix. Exe-
MECSIYHO B MeAUKO-TeHeTuueckoe otaeseHue (MI'O)
MOHHWUAT npuxonsit oT4eThl O [UTOTEHETUYECKUX
HCCIeAOBaHUSIX HOBOPOXKIECHHBIX U AETE, POKACHHBIX
B MOCKOBCKOI1 001aCTH, MPOBEAEHHBIX B MEMUKO-TEHETH -
yeckoit 1abopatopun MOHUWKMW. [laHHbIe U3 Opyrux jJa-
OopaTopuii, B TOM YUCIe KOMMEPUYECKUX, B PETUCTP HE 0~
CTYNaloT, TOJBbKO B HEKOTOPBIX CJTydastX BO3MOXKHO IOy~
yeHue uHGhOopMalMY O BhISIBJICHHOM peakoM XA B ciiydae
cbopa KaTamMHe3a y XXEeHIIMH, KOTopble ObLTU 00caenoBa-
HbI BO BpeMs 6epemeHHoctd B MI'O MOHHMUAT. Kpo-
M€ TOT0, BaXXHO (PUKCUPOBATh CIyyau OOHapykKeHUsT XA
HE TOJIbKO Cpely HOBOPOXIEHHBIX, HO TaKXXe U B OoJiee
MO3IHEM BO3pacTe Il MOJTydyeHUsT 60J1ee TOUHBIX OLIEHOK
YacToT peaKux XA;

2. PacuimpeHnue crekTpa BO3MOXHBIX JJAOOPATOPHBIX
AHAJIM30B B ITPEHATAJbHOI JUarHOCTUKE 3a CYET BbIAe/e-
HUS denepaybHbIX JU00 PeTMOHATBHBIX KBOT JISI TPO-
BeneHuss XMA Npu HaAJIMYMU MOKa3aHUM, YTO MO3BOJUT
MOBBICUTH 3(PPEKTUBHOCTh NTUATHOCTUKHU U YBEJIUYUT
BBISIBJISIEMOCTh PeNKMX XA B paHHME CPOKU U MpPUBEIET
K YAYYIIEHUIO Ka4YeCcTBa MEAMKO-TEHETUYECKOTO KOHCYJTb-
TUPOBAHUS;

3. IloBblllIeHUE YPOBHS 3HAHUI B 00J1aCTU T€HETUKU
Cpenu y3KUX CIIEUATUCTOB — HEOHATOJIOTOB, MEIUATPOB,
SHIOKPUHOJIOTOB, HEBPOJIOTOB 71 CBOEBPEMEHHOU nua-
THOCTUKM T€HETUYECKOro 3a00eBaHus.
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