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OnucamenvHas 3nudemMuo0s102UsI MHOXKeCmeeHHbIX 8POXOeHHbIX NOPOKOE paseumus
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BBepeHume. B cucteme anngemmonormyeckoro MOHUTOPUHTA BPOXAEHHbIX NOPOKOB pa3BuTusA (BMNP) mHoxectBeHHblie BIP (MBI1P)
cynTaloTCa 6osiee YyBCTBUTENbHLIMU MHAMKATOPaMUN HEFaTUBHOIO BAVAHUA OKpPY»XKatoleid cpefbl U BbIABNEHWA TepaToreHoB Mo
CPaBHEHUIO C N30JIMPOBAHHBIMY NMOPOKaMU Pa3BUTUA. ITO 06ycnaBBaeT HEOOXOAUMOCTb U3yUYeHNA SNULEMUNONOTAY STOW rPYyMmbl
NopoKoB. Llenb nccnefoBaHna — oleHKa YactoTbl U anHamuky MBIP B pervoHax PO 3a nepuog ¢ 2011 no 2020 rr., a TakKe aHanu3
CcTPyKTypbl MBIP 11 oueHKa pakTopoB pucka.

MeTtopgpbl. MpefcTaBneHbl faHHbIe SNUAEMUNONOTMYECKOro MoHUToprHra BIP 23 pervoHanbHbix pernctpos PO 3a neprog ¢ 2011 no
2020 rr. O6Lee yMCo 3aperncTprpoBaHHbIx cyyaes BIMNP coctaBuno 116705, uncno MBIMP - 8637. O6Lyee uncno poxaeHnii COCTaBuIo
4379889. YacToTbl paccuntbiBanucb Ha 10000 poxkgeHuin.

Pesynbratbl. O6wwan yactota MBIP coctaBuna 19,72 Ha 10000 poxkaeHuin. OTMeuatoTca MeXXpermoHanbHble KonebaHua YacToTbl rpymnnbl
MBIP. 3a 10 net HabntofeHU oTMeyvaeTca yBenunyeHue yactotol MBIMP ¢ 17,67 go 22,77 Ha 10000. lona nHAYLMPOBaHHbIX NpepblBaHNN
6epemeHOCTV 3HauMMO BbiLe B rpynne MBIP no cpaBHeHwMo ¢ n3onmposaHHbIMU BIP (39,2% 1 18% cooTBeTcTBEHHO). HOBOPOXAEHHble
¢ MBIP yvaule poxpatoTca C HU3KOI Maccol Tena, ¢ Hebonblwmm npeobnagaHnem myxckoro nona (1,5M:12K). B cTpykType nopokos
pa3BuMTMA Yalle Bcero BcTpeyatotca BIP cepaeyHO-cOCyanCTON, KOCTHO-MbILLEYHOWN U HEPBHOM CUCTEM.

3akntoueHue. MBIP npeactaBnaoT cob6oli BaxHyo NOArpynny peaknx 3ab6oneBaHuii, BKIIIOYEHHbIX B CUCTEMbI MOHUTOPUHIa NOPOKOB
pa3suTtuA. Co3gaHune CTaH[apTM3MpoBaHHON 6a3bl AaHHbIX Mo MBIP no3BonmT ocyLiecTBUTb aHann3 AMHAMUKM YacToT STOW rpynnbl
NMOPOKOB Pa3BUTUSA B pa3HbIx pernoHax PO 1 sdpdekTnBHO peluatb 3agaum MoHuToprHra BIP no BbiABNEHUO TepaToreHHbIX GakTopoB.
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Descriptive epidemiology of multiple congenital malformations according
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Introduction. In the congenital malformations epidemiological monitoring system, multiple congenital malformations (MCM) are
considered to be more sensitive indicators of the negative impact of the environment and the detection of teratogens compared
to isolated malformations. So the study of the epidemiology of this group of defects is necessary. The aim of the research is to assess
the prevalence and dynamics of MCM in the regions of the Russian Federation for the period from 2011 to 2020, as well as to analyze
the structure of MCM and assess risk factors.

Materials. Data from epidemiological monitoring of CM from 23 regional registers of the Russian Federation for the period from 2011
to 2020. The total number of registered cases of congenital malformations was 116,705, the number of MCM cases was 8,637. The total
number of births was 4,379,889. The frequencies were calculated per 10,000 births.

32 MeouyuHckas 2zeHemuka [Medical genetics] 2023; 22(5)



ISSN 2073-7998 MeouyuHckasa 2zeHemuka 2023. Tom 22. Homep 5

Medical genetics 2023.Vol. 22. Issue 5

https://doi.org/10.25557/2073-7998.2023.05.32-39

Results. The overall prevalence of MCM was 19.72 per 10,000 births. There are interregional fluctuations in the prevalence of the MCM
group. Over 10 years of observation, there has been an increase in the prevalence of MCM from 17.67 to 22.77 per 10,000. The proportion
of induced abortions is significantly higher in the MCM group compared to isolated CMs (39.2% and 18%, respectively). Newborns
with MCM are more often born with low body weight, with a slight male predominance (1.5M:1F). In the structure of malformations,
congenital malformations of the cardiovascular, musculoskeletal and nervous systems are most common.

Conclusion. MCM are an important subgroup of rare diseases included in malformation monitoring systems. The creation of
a standardized high-quality database on MCM will make it possible to analyze the dynamics of the prevalence of multiple malformations

in different regions of the Russian Federation and effectively solve the tasks of monitoring CMs to identify teratogenic factors.
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BBepeHne

eTYJIIPHBII KOHTPOJIb MJIM MOHUTOPHUHT BPOXKIEHHBIX

nopokoB pa3Butusi (BITP) cran BaxkHbIM HampaBJie-

HUEM AeSITeIbHOCTU OOIIECTBEHHOI'O 3IPaBOOXpaHe-
HUSI BO MHOTHX CTpaHax MUpa Mocje ApaMaTUYHOM «Talu-
JTOMUIHOM MCTOpUM» B cepenrHe XX Beka. HabmoneHue 3a
BPOKICHHBIMU aHOMAIMSIMU UMEET OOJIbIIIOe 3HAYSHUE IS
pPaHHEro BBISIBJICHMSI HETaTUBHBIX BIMSHUI OKPYXKalollei
cpenpbl, u peructpsl BITP Obu1H co3maHbl B IEPBYIO OUepennb
JUTS1 OBICTPOro OOHAPYKEHUST HEOXKUIAHHBIX M HEOOBIYHbBIX
cutyalmii (mopbilieHue yactotsl BITP, Hanpumep), koTo-
pbIe MOTYT OBITh CBSI3aHbI C BO3IEHCTBMEM HOBBIX T€PATO-
reHHbIX (pakTopoB. [TocKoNbKY TepaToreHHbIE (PaKTOPHI MO-
I'YT BBI3BIBATh Pa3BUTHE HE OJHOTO, a OJHOBPEMEHHO MHO-
TUX BPOXXAEHHBIX Ie(PeKTOB, B cucTeMax MoHuTopuHra BITP
BEIETCS YYeT He TOJIbKO M30JUPOBAHHBIX IIOPOKOB, HO U
MHoecTBeHHBIX. [Ton MHOXecTBeHHbIMU BITP (MBIIP),
KaK U3BECTHO, ITOIpa3yMeBaeTCsl HAJIMIKME Y OJHOTO PeOeH-
Ka JIByX 1 0oJiee TIOPOKOB B Pa3HbIX CUCTEMaX OpraHu3Ma.
IIpenmnonaraercs, yTo HAOJIOAEHUE 32 MHOXECTBEHHbBIMU
BPOXIEHHBIMM aHOMAJIUSIMU MOXKET OBbITh O0JIee YYBCTBU-
TEJIbHBIM JUIsl OOHAPY>KEHUST HOBBIX TEPATOTCHOB, YeM Ha-
OJII0/ICHKE 32 M30JIMPOBAHHBIMU BPOKIEHHBIMU aHOMAJIH -
amu. OnucarenbHas anuaemuonorus MBITP ucnonn3yer-
Cs1 HE TOJIbKO IS BISIBJICHUSI T€PATOr€HHBIX (haKTOPOB
Cpebl, HO U JIJISl U3yYeHMSI X 3THOJIOTMU. M3yueHne KoM-
ounauuii BITP nmo3BosisieT BBISIBISTH HECTyYaliHbIE acco-
LIMALIMK OTIPEIC/IEHHBIX TUIIOB ITOPOKOB, aHAIM3 KOTOPBIX
Ha OCHOBaHUM 3HAHUSI MUAEMUOJOIMYECKHUX, TTaTOTeHe-
TUYECKUX U SIMOPUOJIOrMYECKUX JaHHBIX HalpaBjieH Ha
uneHTudbuKanuo ux npuduH [1]. Takum obpa3oM, cTaH-
JapTU3MpOBaHHOE onucaHue 1 peructpaiust MBITP B cu-
creMax MoHuTopuHra BITP gaeT Bo3MOXHOCTb 3MTUAEMUO-

JIOTMYECKUX U 9TUOJIOTUYECKHUX UCCIeA0BAHUIA 3TOM rpyIl-
bl HapyeHuit [2]. M3-3a peakoctu MBITP mist nosnyyeHus
JIOCTATOYHOTO JIJ1s1 aHa/Ii3a o0beMa MaTepraia HeOOXOIUM
cOOp JaHHBIX B TeUEHUE JUIMTEJbHOTO Neproaa BpeMeHu. B
3TOM CBSI3U JIMILb HEMHOTUE UCCIIeI0BaHUs ObUIM MOCBSI-
1LIEHbI AMUAEMUOJIOTMU MHOXECTBEHHBIX BPOXKIAEHHbBIX aHO-
MaJniu.

Llenbio HACTOSIILETO UCCIeq0BaHMSI Obla OLleHKa Ya-
crtoTel 1 ntuHaMuK MBIIP B pernonax P® 3a nepuon
¢ 2011 mo 2020 rr., a Takke aHanu3 cTpyKTypsl MBITP
M olieHKa (haKTOPOB pUCKa.

Metoabi

OOBEKTOM MCCIIENOBAHMS TTOCTYKUIN TaHHBIE ST~
neMuoaorunyeckoro moHutopuHra BITP 23 pernoHanbHbIX
peructpoB 3a nepuop ¢ 2011 mo 2020 rr. B ananu3 obutu
BKJIIOUEHBI clIeAylolue pernoHbl: bpsiHekast oonacTs, Ka-
o6apnuHo-bankapckas pecnyonuka (KbP), Kamyxckas,
Kuposckas oonactu, KpacHosipckuii kpait, Kypckast, JIu-
neukasi, MockoBckasi, OMckast, OpeHOyprckast 00J1acTu,
Pecnyonuka Kanmbikust, Pecriyonuka Caxa (Akytus), Pe-
ciyonuka CesepHast Ocetusi-Ananust (PCO-Ananus), Pa-
3aHcKas1, Camapckasi, CaparoBckasi, CBepayioBckasi, CMo-
neHckas, Tam0OoBckas, Tynbckast oonactu, YaMypTcKast
pecnybanka, XaHTbl-MaHCUICKHUIT aBTOHOMHBIN OKPYT
(XMAO), Yysamnickas pecnyoarka. CorjlacHO TpUHSTBIM
kputepusiMm K MBITP otHocunuck ciydau ¢ ABymsi 1 bonee
aHOMAaJIMSIMU B pPa3HBIX CUCTEMaX opraHoB. B ucciienoBa-
Hue BKIovanauch caydyaun MBITP cpenay XXuBOpoXXaeHHBIX,
MEPTBOPOXKICHHBIX 1 3JIMMUHUPOBAHHBIX TI010B. Peru-
CTPUPYEMBIMU T0Ka3aTeJIIMU, BKIIOYCHHBIMU B aHAJIU3
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10 BBISIBJICHUIO (DAKTOPOB pUCKa, ObLIM Macca Tejia Ipu
POXIEHUH, T10J1, BO3pacT MaTepy IpHU polax, MOPSIIKO-
BBIIA HOMep ponoB. JIJist KoarpoBaHMsI BXOASIIIMX B COCTaB
MBIIP BpoxxaeHHBIX aHOMaMIi ncnob3oBajack MKbB 10
nepecmotpa. B rpynny MBITP Bounu Bce ciiyuan MBIIP,
3a UCKJIIOYEHHMEM JTUAarHOCTUPOBAHHBIX XPOMOCOMHBIX
¥ MOHOTEHHBIX CUHIPOMOB, KOTOPbIE UMEIOT CBOU KOJIbI
B knaccugukatope MKb-10. Eciu xke nuarHo3 KOHKpeT-
HOTO CMHIpOMa He ObL1 YCTAHOBJIEH, TO 3TU CJIyYyau TaK-
Ke mornananu B oouryio rpynimy MBITP. Takum o6paszom,
B aHaNIu3upyemyto rpynmny Bxoasat MBITP 6e3 Ho3o10r1-
YEeCKOIo IMarHo3a U HeKJacCu®uIpoBaHHbIE KOMILIEK-
Chl MHOKECTBEHHBIX TTIOPOKOB Pa3BUTHSI.

OO6I111ee YMCIIO POXKIECHUI 32 aHATIM3UPYEMbIil TTepH-
on B 23 peruoHax coctaBuiio 4 379 889. Oo1iee yucio 3a-

Medical genetics 2023.Vol. 22. Issue 5

peructpupoBaHHBIX ciydaeB BITP coctaBuiio 116705,
guciio MBITP — 8637. YacToThl pacCUMTHIBAJINCHh Ha
10 000 poxneHwii.

CTaTUCTUYECKHE METONIbI: PErPECCUOHHBIN aHaIuU3,
kputepuii [TupcoHa xu-KBaapar.

PesynbraTtbl

JaHHBIe O BceM 3aperucTpupoBaHHBIM citydasiM BITP
¥ MHOXECTBEHHBIM IMOPOKAM Pa3BUTUsI MPEACTABICHbI
B Ta01. 1.

O6mas yacrtora BIIP cocraBiaser 266,5 na 10 000
wiu 2,7% ¢ nuamna3oHoM KojieOaHUi MeXIy permoHaMu
ot 79,7 (0,8%) B KbBP 1o 415,4 Ha 10000 (4,2%) B KpacHo-
spckoM Kpae. Yacrora MBIIP Bapeupyer ot 7,6 1o 60 Ha

Ta6bnuua 1. Yucno n yacrorta cnyyae Bcex BMP n MBIP B pernoHax PO 3a 2011-2020 roapbi

Table 1. The number and prevalence of CM and MCM in the regions of the Russian Federation for 2011-2020

Permon Yucno Bce Yacrora Ha 10000 | Bce ciyyan Yacrora MBITP Honst MBITP ot Bcex
poxneHuii | ciaydau BITP POXICHUI MBIIP Ha 10000 poxaeHuMit ciyuaeB BITP
BpsiHckas o6macTh 98464 1896 192,6 125 12,7 6,6%
KBP 86651 691 79,7 66 7,6 9,6%
Kanyxckas o6aactb 105117 2412 229.5 227 21,6 9,4%
Kuposckast o61acTb 144445 3303 228,7 239 16,5 7,2%
KpacHosipckuii kpait 367639 15273 415,4 712 19,4 4,7%
Kypckast o6mactb 115507 2114 183,0 156 13,5 7,4%
Jlunerkas o6acTh 118708 3101 261,2 164 13,8 5,3%
MockoBckast 061acTh 669297 16398 245,0 1021 15,3 6,2%
OmcKas 06/1aCThb 164375 2287 139,1 220 13,4 9,6%
OpeHbyprckast 06J1acTh 253003 6685 264,2 331 13,1 5,0%
Pecnyonuka Kanmbikus 34309 667 194,4 47 13,7 7,0%
Pecniyonuka Caxa (AkyTtust) 125008 3376 270,1 578 46,2 17,1%
PCO-Ananust 99152 3696 372,8 595 60,0 16,1%
Pasanckas o6macTh 110908 1901 171,4 226 20,4 11,9%
Camapckast 00J1acTh 289674 8983 310,1 574 19,8 6,4%
CaparoBckasi 00J1acTh 254003 6899 271,6 373 14,7 5,4%
CBepmioBcKast 00J1acTh 554120 19417 350,4 1567 28,3 8,1%
CMoJieHcKast 001acTh 80743 1804 2234 143 17,7 7,9%
Tam60BcKas 06JacTh 82620 1503 181,9 178 21,5 11,8%
Tynbsckas 06JacTh 137269 2214 161,3 222 16,2 10,0%
Yamyprckast Pecry6ivka 198431 4397 221,6 394 19,9 9,0%
XMAO 192524 4183 217,3 252 13,1 6,0%
Yysamickasi Pecriyosinka 97922 3505 357,9 227 23,2 6,5%
BCEI'O 4379889 116705 266,5 8637 19,7 7,4%
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10 000 HOBOpOXKIEHHbIX, cocTaBJIsis B oo1eM 19,7 Ha 10 000
poxnenuit wim 0,2% (1adi.1). Takke HaOIIOMaETCS 3HAYM -
TeJbHbIN pa3opoc noau MBITP cpenu Bcex ciyuae BITP.
Hanpumep, B Pecniyonuke Caxa MHOXXeCTBEHHbIE TTOPOKU
pa3BUTHS cocTaBIIsTIOT 17,1% OT Beex 3aperucTpupoOBaHHBIX
cityJaeB, a B KpacHosipckoM Kpae 10J1s1 MHOXXECTBEHHBIX 110-
pokoB paBHa 4,7% ot o61iiero uucia ciaydaeB BITP.

ITockonbky B 6a3e MoHutopuHra BITP umerorcst jaH-
HBIE 110 UHIYIIUPOBAHHBIM IMPEePbIBAHUSAM OepeMEHHO-
CTHU TIOCJIEe TIPEHATAIbHOTO BBISIBJIEHUST TPYOBIX TTIOPOKOB
pa3BUTHSA Y TUIOAA, Mbl OLICHUJIN JOJII0 MHAYLIUPOBAHHBIX
abopTOB B rpyniax U30JUPOBAaHHBIX U MHOXKECTBEHHBIX
BITP (puc. 1).

Kak BumHO M3 MaHHBIX, IPEACTaBICHHBIX Ha puc. 1,
10 BCEM perroHaM HabroaaeTcst 6oJiee BHICOKAsT MOJIST MH-
IyLUUPOBaHHBIX abopToB NMpu Haauyuu MBIIP y miona.
CymMapHas A0Jisi MHAYLMPOBaHHKIX adopToB nipu MBITP
110 BCEM aHaJM3UPYyEeMBbIM perMoHaM cocTaBiiseT 39,2%,
a B rpyrme uzoqupoBaHHbIXx BITP — 18%. Takum oGpa-
30M, J10JIS1 UHAYLIUPOBAaHHBIX a0opToB B rpyrnne MBITP
B 2,2 pa3a IMPeBOCXOIUT 3TOT IOKA3aTe/ b B CIIydasix M30-
JINPOBAaHHBIX TTOPOKOB Pa3BUTHSI.

JITMTeIbHBINI TIepro HAOIIOACHMS IT03BOJIMI OLICHUTh
nHaMuKy yactotel MBITP. B Ta6.. 2 penctaBieHbl exe-
TOJHBIE CyMMapHbIe JaHHBIE 10 BCEM PErMOHaM I10 YKC-
ny u yactote BITP 1 MBIIP 3a nepuon 2011 — 2020 roasi,
a takxke nosist MBITP B o61iem konuuyectse BITP 3a kax-
JIBbII TOMI.

Medical genetics 2023.Vol. 22. Issue 5

Ha puc. 2 npencrasnensl rpadpuku yactoThl Bcex BITP
u MBIIP 3a 2011-2020 rr. PerpeccuoHHBII aHAIU3 MO-
Ka3zaJl OLIEHKY CpelHeronoBoro pocra yactotsl BITP (Ha
10000 HoBOpOXAeHHBIX) Ha 11,1 = 2,9, a aHATOTUYHBII
noxasartejib yacTothl a5 MBITP cocrasun 0,7 £ 0,3.
I1pu sTom nonst MBIIP ot o6iuero uuciaa BITP ocraBa-
Jlach CTaOMIIbHOM (B cpemnHeM 7,4%).

CpaBHeHME CTPYKTYphbl MOPOKOB B rpymnmnax MBITP
u BITP noxaszano cxoacTBoO pacnpenejeHus: MopoKoB
10 cUCTeMaM OpraHoB. B o6eux rpyrmax caMbIMU 4aCThI-
MM SIBJISTIOTCS [IOPOKU CUCTEMBI KpoBoooOpateHus (27,3%
B rpynne MBIIP u 37,9% B rpynne uzonupoBaHHbix BITP)
¥ KOCTHO-MBIIIeuHoI cucteMbl (19,5% u 16,1% cooTtBer-
CTBeHHO). [TopoKM HEpBHOI CHCTEMBI Yallle BCTPEYArOT-
cs B rpyniie MBITP, yem B rpyrme BITP (15,1% n 10,4%
COOTBETCTBEHHO), C OMHAKOBOI YaCTOTOI BCTPEYAIOTCSI
B JIBYX I'pyIIaxX MOPOKMU Pa3BUTHS MOYEBBIIETUTEIBHOM
cucrtemsl (13,7% u 13,6%) (Tada. 3, puc. 3).

PesynbraThl CpaBHUTEILHOIO aHAIM3a pacIpeaeIeHi
MBITP u nzompoBaHHbix BITP B 3aBUCMMOCTH OT perucTpu-
PYEMBIX ITapaMeTPOB IMpecTaBieHbl B Ta0l. 4. VI3 maHHBIX,
MpencTaBlIeHHbIX B Ta0. 4, cieayerT, yto B rpynne MBITP
JIOJISI HOBOPOXIEHHBIX ¢ HU3KOM Maccoil Tejia BhIIIE, YeM
B rpyrie ¢ uzomipoBanHbiMu BITP (58,1% u 32,7% cootseT-
CTBEHHO). B pacnpeaeneHuu 1o nojy B 00euX rpymmnax g0Jsi
MaytburKoB Boiwe (59,9% minst MBITP 1 57,9% nns BITP win
1,5M:12K). He BbIsIBIEHO pa3iuyuii B pacripeneieHuu ciy-
YaeB I10 BO3pacTy MaTepu 1 MOPSIIKOBOMY HOMEPY POJIOB.
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Fig. 1. Proportions of induced abortions in the CM and MCM groups.
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Fig. 2. Dynamics of the prevalence of all CMs (A) and MCMc (B) for 2011-2020

Ta6nuua 2. KonnuectBo n yacrora Bcex BMP n MBMP no rogam
Table 2. The number and frequency of all CMs and MCMs by years

Tox Yucno . Bee cyuau BITP Yacrora BITP Bce cnyuyan Yacrora MBITP Hons MBITP
POXICHUI Ha 10000 MBIITP Ha 10000 oT Bcex ciydaeB BITP
2011 373428 8700 233,0 660 17,67 7,6%
2012 472171 10971 232,4 784 16,60 7,1%
2013 523788 12661 241,7 977 18,65 7,7%
2014 505225 12471 246,8 943 18,66 7,6%
2015 487630 12311 252,5 929 19,05 7,5%
2016 509612 13030 255,7 974 19,11 7,5%
2017 416513 12369 297,0 933 22,40 7,5%
2018 391920 11902 303,7 898 22,91 7,5%
2019 359178 11504 320,3 764 21,27 6,6%
2020 340424 10786 316,8 775 22,77 7,2%
Bcero 4379889 116705 266,46 8637 19,72 7,4%
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O6cyxpeHne

MBIIP npeactaBisgioT coboii HanboJee CI0XHYIO Ka-
teroputo cTpykTypHbix BITP. 1o atuonoruu MBIIP ne-
JISTCS Ha CJAEAYIOIIMEe IPYIbl: XPOMOCOMHbBIE CUHIIPO-
MBI (BCe CJIy4au C BBISIBJIEHHOU HecOalaHCUPOBAHHOM
XPOMOCOMHOU aHOMaIue, HE3aBUCUMO OT TUTIOB aHATO-

Q20-Q28 BposkaeHHble aHOMaiumu CUCTEMDbI
KpoBoobpalleHus

Q65-Q79 BpoxaeHHble aHOMaumM U AedopmaLm KOCTHO

MbILLIEYHOM CUCTEMDI
Q00-Q07 BpokAeHHble aHOMaMKU pa3BUTUA HEPBHOM
CUCTEMDI
Q60-Q64 BpoxaeHHble aHOMa/IuM MOYEBbIAeIUTEIbHON
CUCTEMDI

Q38-Q45 BpokaeHHble aHOMa MM OPraHoB NULLEeBapeHns

Q35-Q37 PacuenuHbl rybbi u Heba (3aauba ryba 1 Bonuba
nacTb)

Q50-Q56 BpoxaeHHble aHOMa M NOJI0BbIX OPraHoB
Q30-Q34 BpokaeHHble aHOMa/ MM OPraHoB AblXaHWUA
Q10-Q18 BposkaeHHble aHOMa/ UM 1N1a3a, yXa, MLa U Leun

Q80-Q89 [ipyrue BpoKAEHHbIE aHOMATUKN
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MMYECKHX aHOMaJInii), TeHHbIE CUHAPOMBI (CJTydau, CBsI-
3aHHBIC C 1e(EKTOM OJHOIO TeHa), TepaTOreHHbIE CUH-
JIPOMBI (Citydau, 00yCJIOBIIEHHBIE U3BECTHBIM TePaTOreH-
HBIM (DaKTOPOM) U HEKJIACCU(PULIMPOBAHHBIE KOMITJIEKCHI
(HK) MBIIP — cinyyau ¢ AByMs UK OoJjiee Cepbe3HbIMU
BPOXXIIEHHBIMU aHOMAJIMSIMM B PA3JIMYHBIX CCTEMAaX Opra-
HOB, KOTOPBIE 110 (PeHOTUITMYECKUM TTPOSIBJICHUSIM HE OT-

il

0,0% 10,0% 20,0% 30,0% 40,0%
Puc. 3. CTpyKTypa aHomanuii B rpynnax MBIP (opaH»eBble CTON6UKIM) 1 M30IMPOBaHHbIX BIMP  (crHue ctonbukn).
Fig. 3. The structure of malformations in MCM (orange columns) and isolated CM (blue columns) groups.
Ta6bnuua 3. CtpykTypa aHomanuii B rpynnax MBIMP v nsonuposanHbix BIMP
Table 3. The structure of malformations in MCM and isolated CM groups
BITP no cucremam opraHos MBIIP BIP
Yucno % Yucino %
Q00-Q07 BposkneHHbIC aHOMAJIUU Pa3BUTHUSI HEPBHOI CUCTEMBbI 3676 15,1% 13583 10,4%
Q10-Q18 BpoxaeHHbIe aHOMAIMH TJ1a3a, yxa, JIUIA 1 IIen 626 2,6% 2095 1,6%
Q20-Q28 BpoxmeHHbIE aHOMAIMK CHCTEMBI KPOBOOOPAILIEHUS 6658 27,3% 49639 37,9%
Q30-Q34 BposkieHHbIe aHOMAJIMK OPraHOB JIbIXaHUs 851 3,5% 1678 1,3%
Q35-Q37 PaciueauHbl ryObl 1 HeOa (3as14ubsi Ty0a 1 BOJIUbSI ITACTh) 1146 4,7% 5796 4,4%
Q38-Q45 BposkaeHHbIe aHOMAJIMW OPTAHOB TUIIEBAPEHUS 1679 6,9% 5081 3,9%
Q50-Q56 BposkieHHbIe aHOMAJIMK TTOJIOBBIX OPIraHOB 1088 4,5% 11516 8,8%
Q60-Q64 BpoxaeHHbIE aHOMATMKM MOYEBBIIEIUTEbHONM CHCTEMbI 3346 13,7% 17847 13,6%
Q65-Q79 BposkaeHHbIe aHOMATUU U AeOpMAalIii KOCTHO-MbIILIEYHON CUCTEMBbI 4746 19,5% 21105 16,1%
Q80-Q89 [Apyrue BpokIeHHbIE AHOMAINN 573 2,3% 2557 2,0%
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HOCSITCSI HA K OJTHOM M3 paHee MepeuyrCICHHBIX IPYIIIL.
OpHako nipu MmoHuTopuHre BITP cpenn HOBOpoXKaeHHBIX
OOJIBIIMHCTBO MHOXXECTBEHHBIX aHOMAJIUIA, K COXAJICHMUIO,
He pacrio3HalTCs U He UACHTU(UIIMPYIOTCS KaK CUHIPO-
MbI C U3BECTHOM 3THOJIOTHEH. B 3TOM CBSI3U B cuCTeMe
KoHTpoJsa Hag MBITP umeroTcsa npooiemMbl, CBSI3aHHbIE
C TEM, YTO B OOJIBIIMHCTBE PETMCTPOB HET BOBMOXHOCTH
MPOBECTU AMATrHOCTUKY Kaxaoro ciaydyas MBIIP, nmoato-
my MBIIP npeacraBnsier codboit HEOTHOPOIHYIO IPYIIY,
B KOTOPYIO MOTYT BXOAMUTb U cuHApoMbl 1 HK MBIIP.
DTO0 MoNTBEePXKIACTCS UCCIIeNOBaHUEM, CAeJaHHbIM B BeH-
IPUM B LIECHTPE KOHTPOJISI BPOXKIACHHBIX aHOMAJIUIA, B XO-
Jie KOTOPOT'O B IPyNIe HEUIEHTU(PULUPOBAHHBIX I10PO-
KOB OBbLIM TIPOBEIEHBI MEPOIIPUITHUS UISI YTOYHEHMS I -
arHo3oB. B pe3ynbraTe 3T0i paboThI 10JIsSI pacIIO3HAHHBIX
CUHIPOMOB U accouuauuii cpenu nereit ¢ MBITP yBenu-
yunack ¢ 29% no 47% [3]. EctecTBeHHO, 3TO 00CTOSTE b~
CTBO 3aTPYAHSIET He TOJbKO MOJyYeHe TOCTOBEPHBIX Olie-
Hok yactoT HK MBIIP, Ho 1 npoBeaeHue cpaBHUTENbHO-
ro aHaJIM3a JaHHBIX Pa3HbIX UCCIIEIOBAHUMA.

ITo umeromMMcs B IMTEpaType HEMHOTOUYKMCIIEHHBIM
JaHHBIM Mo snuaeMuosiorud MBITP yactora Takux ciy-
yaeB koseonercs ot 10,9 [2] no 16,3 [4] u 26 [3] Ha 10000
poxnenuii. ITo nanupiMm EUROCAT vacrora MBIIP co-
crasisiet 15,8 Ha 10000 poxaenwuii [2]. [To HamuMm naH-
HbIM cpenHsst yactotra MBIIP mo BceM yyacTByOlIMM
B aHayM3e permoHaM coctaBuia 19,7 Ha 10000 poxxaeHuit,
YTO BBIIIE €BpOIeiicKUX naHHbIX. [1o pe3yiabTaTam nat-
cKoro peructpa obias yactora MBITP Takke cocraBu-
na 19,7 na 10000 poxaenuii [S]. CTOUT OTMETUTDH 3HAYM -
TEJIbHbIE MEXPETMOHAIbHBIE Pa3INYMs B HAIlIEM MCCIIEN0-
BaHUU. 3HAYMTEIbHbIE PA3IUIMs B paCIIPOCTPAHEHHOCTHU
MBIIP mexny yyacTBYIOLIMMU perucTpaMu oOHapyKuBa-
IOTCS M B IPYTUX MCClienoBaHusIx [6]. Pa3nmuums B yactoTax
MBIIP MoryT 0bITh 00YCJIOBJIEHBI Pa3HBIMU TTPUUMHAMU,
IO3TOMY OOBSICHUTh UX JOCTATOYHO CJIOXKHO. DTO 1 CyOb-

Ta6nuua 4. Xapakrepucrtuka rpynn MBIMP v BMP
Table 4. Characteristics of the MCM and CM groups
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€KTUBHBIE TIPUYMHBI: HEIOYYET [IOPOKOB, HEMpaBUIbHAsI
KOJIMPOBKA CJIy4aeB, yUeT MajbiX aHOMaJIUi pa3BUTHSI,
HeBepHasi TPAaKTOBKa CJy4aeB, OTCYTCTBHME ITOAPOOHOTO
OIMCAaHUs, OTCYTCTBUE IATOJIOr0aTOMUYECKUX TaHHBIX,
pa3Hble IMarHoCTUYeCKKre Bo3MoxxHocTu U np. E. Garne
C COABT. OTMEUAIOT, UTO Jaxe IMOCJIe YCTPaHEHUsI OIIMOO0K
KOIUPOBAHUS OCTalOTCs pa3nauyus B yactotax MBIIP.
OnHoit U3 MIPUYUH MOTYT OBITh peaibHbIE pa3inuusl, 00y-
CJIOBJIEHHBIE JIOKAJIbHBIMU T€PAaTOreHHBIMU BO3EHCTBU-
SIMM, HO TSI OKa3aTeJIbCTBA UX BO3ICMCTBUSI TPEOYIOTCSI
crieajibHbIe UCCIIeqoBaHus [6].

3a 10 net HabOAOAEHU MBI OTMEYaeM yBeJIuueHUue
gactotel MBIIP ¢ 17,67 no 22,77 na 10000. B To Xe Bpe-
Ms o faHHbIM EUROCAT uvactota MBITP ocraBanach
crabunapHoM — 15,1 Ha 10 000 B 2004 r. 1 16,5 B 2010 1.
(EUROCAT). Hebob1110i1 pOCT B UaCTOTE MHOXKECTBEHHBIX
BPOKIIEHHBIX aHOMaJIMI HabomaeTcst 1 B JlaTckom peru-
cTpe: 3a 25 JieT HabMroaeHMI YacToTa Beipocia ¢ 18,5 mo 21,6
Ha 10000, HO pa3nMuMs CTaTUCTUYECKU HE3HAYUMBI [5].

Kak B HacrosiieMm, Tak U B IPYTUX UCCIEIOBaHUSIX
IT0Ka3aHo, YTO Maccca TeJla MPU POKICHUU HUDKE Y eTeil
¢ MBIIP, ormeuaeTcst HeOoJbllIOE TTPeodJagaHue MYXK-
ckoro 1oJja [7]. B cTpykType mopoKoB mpeo0aJaroT Mmo-
POKU CepAeYHO-COCYIUCTOM, KOCTHO-MBIIIEUHOI 1 HEPB-
HOM CHUCTEM.

CiielyeT OTMETHUTD, YTO UCXOJ OEPEMEHHOCTU 3HAYM -
TeJbHO oTanvaics npu MBITP no cpaBHeHUIO ¢ M30MPO-
BaHHbIMU BITP. ITo HammM qaHHBIM 107151 UHAYLIMPOBaH-
HbIX adopToB npu MBITP no BceM aHaIM3UPyeMbIM PEru-
OHaM BHbIIIIE, YeM Ipu u3oaupoBaHHbIX BITP, u cocraBisier
39,2% u 18% coorBeTcTBeHHO. [10 MTaHHBIM PETUCTPOB
EUROCAT nons npepwiBanuii mpu MBIITP cocraBsnsier
24,5%, npu uzonupoBaHHbix BITP — 9,2% (EUROCAT).
O4YeBHMIHO, YTO TaKKME JTaHHBIE YKA3bIBAIOT HA CEPbE3HOCTh
U 0O0JbLIYIO TSKEeCTh cocTosiHuit ¢ MBIIP B cpaBHeHUU
¢ u3oaupoBaHHbIMU BITP.

I'pyrima Macca tena (1) Bospact matepu ITon Ponbr
0oJiblIIe crapiie N .
1o 3000 3000 34 ner 1o 35 ner MYKCKOM KEHCKMI [MepBbie TToBTOpHBIE
MBIP 3137 2264 1721 6916 4438 2965 3727 4903
(58,1%) (41,9%) (19,9%) (80,1%) (59,9%) (40,1%) (43,2%) (56,8%)
Wsonnn. BITP 29176 59869 21746 86321 59565 43265 46442 61480
p- (32,7%) (67,3%) (20,1%) (79,9%) (57,9%) (42,1%) (43,0%) (57,0%)
YpoBeHb ?Ha‘II/IMOCTI/I 0,001 0.67 0.77 0,78
paznuuuii (p)

38

MeouyuHckas 2zeHemuka [Medical genetics] 2023; 22(5)




ISSN 2073-7998

MeouyuHckasa 2zeHemuka 2023. Tom 22. Homep 5

https://doi.org/10.25557/2073-7998.2023.05.32-39

3aknoveHne

MBIIP npencrapiasoT cod60ii BaxKHYIO TPYIIITY PeIKUX
3a00JIeBaHMI1, BKIIIOUEHHBIX B CUCTEMbl MOHUTOPUHTA 10~
POKOB pa3BUTHSI, B CBSI3U C MX 3HAYUTEJIbHBIM BJIUSHUEM
Ha 3710pOBbe IMallMeHTa, 3aTpaTaMu Ha JIeYeHUe, a TakKe
MCUXOJOTMYECKUMHU U IMOLIMOHATbHBIMU MOCIEACTBUSIMU
JUTsI ceMeit 00IbHbIX. TOYHOCTD MUIEMUOJIOTMYECKHX Xa-
paktepuctuk MBIIP Oynet 3aBuceTh OT ypOBHS U KauecTBa
JIMAarHOCTUKHM, B HACTOSIILIEE BPeMsI 3Ta IPyIira OYeHb He-
onHopoaHa. O4eBUIHO, YTO ¢ 60JIee IIIMPOKUM MCIIOJIb30-
BaHMEM XPOMOCOMHOI'O MUKPOMATPUYHOTO aHAIM3a U Me-
tonoB JIHK nuarHoctuku OyaeT BbISIBISTHCS U BbIACASTh-
CsI U3 3TOM TPYIIIBI BCe OO0JIbIlIe CUHIPOMOB C U3BECTHOM
atuojorueii. Co3naB CTaHIAPTU3UPOBAHHYIO 0a3y TaHHBIX
cinyyaeB MBITP, moxHO OyaeT mpoBOIUTh CTATUCTUYECKHE
HaOJII0IeHUS 32 MHOXKECTBEHHbIMU aHOMAJIUSIMU B TIOUC-
KaxX HOBBIX TEPATOTEHOB.

Medical genetics 2023.Vol. 22. Issue 5
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