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Pe3iome

Beéedenue. HeumMyHHasi BOAsIHKA MJ10/1a — FETEPOreHHOE PacCTPOMCTBO, XapaKTepu3ylollieecs reHepaaiu30BaHHOM rMmepruapara-
11Meii, 00yCJIOBJIEHHOU BHEKJIETOUHBIM HAKOIIJIEHUEM XKMUIKOCTU B TKAHSIX U CEPO3HBIX MOJOCTSX IJI0Aa, TPU OTCYTCTBUM NTPpU3Ha-
KOB UMMYHHOI ceHcHOMIn3auuu. PacipocTpaHeHHOCTh HEMMMYHHOM BOASTHKM ILJIOMA 10 pa3HbIM AaHHBIM cocTtaiisieT oT 0,05%
10 0,5%, nnu npumepHo 1:4000 XUBOPOXIEHHBIX AeTeil. B 0CHOBE HEMMMYHHOM BOASIHKHM T1J1011a Jiexat 6oJiee 150 pa3auyHbIX HO30-
JIOTU . 3HAUMTEIBHYIO OJII0 BCeX TPUYMH, TPUBOASIINX K HCMMMYHHOM BOASTHKE T1JIONIA, 3aHMMAIOT HapYIIEHUsI B €T0 TEHETUYECKOM
MaTepuaje: XpOMOCOMHBIC aHOMAJINU, TCHHBIC ¥ TCHOMHBIC HapyeHusI, RAS-nmatuu. Hanbosnee yacto HeMMMYHHas BOASTHKA TIJ101a
COIPOBOXIAET MyTallMM C U3BMEHEHUEM YK CJIa XpPOMOCOM, TaKKe Kak cuHapoM JlayHa, DnBapaca u TepHepa. [loMruMo Toro, BaXXHYO
pPOJIb B pa3BUTUYM HEUMMYHHOU BOISTHKY TIJIONIa UTPAIOT TIepUHATAJIbHBIE BUPYCHBIE MHMEKIIMY, TOPOKU Pa3BUTHUS TUMGbATUUECKO,
CEPIEYHO-COCYIUCTOM, OTIOPHO-IBUTATETLHOM 1 SHIOKPUHHOM CUCTEM, IM30COMAIbHbIe 00JIe3HN HAKOTUJICHUS U IPYTHE TTaTOJIOTUH.
YcoBepIlleHCTBOBaHME METOIOB ITPeHATaIbHON TMAaTHOCTUKHY (B 0COOEHHOCTH IIUTOTCHETMYECKMX METOIOB UCCIIENOBAHMST) TIO3BOJIMIIO
BBISIBJIITH TEHETUUYESCKYIO TPUUMHY HEMMMYHHO BOISTHKHM TIJT0/Ia BO MHOTUX CJTy4asiX, YMEHBIIIUB ITPY 9TOM I'PYTIITY MIMOMATUISCKOMN
HEMMMYHHOH BOASTHKM y1oa. COBpEMEHHbIE METO/bI YJIbTPA3BYKOBOIO CKPUHMHTA MTO3BOJISIIOT 3aMI0J03PUTh HAJIMUUeE FeHETUYECKOM
aHOMAaJIMM U aCCOLIMMPOBAHHOM ¢ HElt HEMMMYHHOI BOISTHKU TJ1o1a yxe B I TpumecTpe 6epeMeHHOCTH. BhisiBIeHUE 3TMOTOTUM
HEMMMYHHOU BOASTHKY TIJIOAA SIBJSIETCS OMpPEAeas oM (paKTOPOM MPU BHIOOPE TAKTUKU BeICHUSI 06peMEHHOCTU, OTIpeaeICHUMN
BO3MOXXHOCTEH U MePCNEKTUB BHYTPUYTPOOHOTO JiedeHUs. D heKTUBHOM Tepareil reHETUYeCKU 00YyCIOBJICHHONH HEMMMYHHOM
BOISIHKM TIJIOZIA BBICTYIIAET TapreTHas, SIBJISIONIASICS MepCNeKTUBHBIM HAallpaBJIeHUEM B JICYEHUU HEKOTOPBIX IMaTOJIOT Uil U aKTUBHO
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pa3BUBAOIIAsICS CeroaHs. Pa3BuTue reHHO-MHXEHEPHOM TepaIIuy IOMUMO KOPPEKLIMY OCHOBHO ITATOJIOI MY MOXET IIPUBECTHU
K CHIKEHUIO JIETAIbHOCTH IIPA HEMMMYHHOM BOASHKE I1JI0a, KOTOpasi Ha JaHHBIIA MOMEHT gocturaeT 90%.

Bakniouenue. B manHoi paboTe OTpaxkeHa STHOJOTMYECKas CTPYKTypa HEMMMYHHO# BOASIHKHY ILIOAA C aKLIEHTOM Ha FeHETUYECKIE
HapyIIeHW s, TAKXKE OTMEYEHBI JTMaTHOCTUYECKO-TEPAIEBTUUECKUE U IIPOTHOCTUYECKHME OCOOEHHOCTH BeIeHUs OEPEMEHHOCTH
C HEMMMYHHO BOJSTHKOM TIJI0/IA.

KuoueBbie cjoBa: HeMMMYHHas BOISTHKA TIJI01a, BOMSIHKA TJI0a, TeHETUYeCKMEe HAPYIEH W I, TUOJIOT U ST

Jnsa murupoanusa: CapkucsaH E. A., lymoBa C. B., llla6ensHukosa E. U., ®aneeBa A. A., 3ustokuna K. C., 3g6m08a U. 10.,
Xoxjosa A. I1., CaBareeBa O. 1., Myieposa JI. M., XypasneBa 1. B. [eHeTnueckue acrieKTbl HEMMMYHHOM BOASIHKM TtoAa. Jleuainumii
Bpau. 2024; 12 (27): 46-54. https://doi.org/10.51793/0S.2024.27.12.007

KoHpaukT nHTEpEecoB. ABTOPHI CTaThU MOATBEPAUIMN OTCYTCTBUE KOH(MDIMKTAa UHTEPECOB, O KOTOPOM HEOOXOAUMO COOOIIUTD.
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Abstract

Background. Nonimmune hydrops fetalis is a heterogeneous disorder characterized by generalized hyperhydration caused by extracel-
lular accumulation of fluid in the tissues and serous cavities of the fetus, in the absence of signs of immune sensitization. The prevalence
of nonimmune hydrops fetalis, according to various data, ranges from 0.05 to 0.5%, or about 1:4000 live births. Nonimmune hydrops
fetalis is based on more than 150 different nosologies. A significant proportion of all the causes leading to nonimmune hydrops fetalis are
disorders in the genetic material of the fetus: chromosomal abnormalities, genetic and genomic disorders, RAS pathologies. Most often,
nonimmune hydrops fetalis accompanies mutations with a change in the number of chromosomes, such as Down syndrome, Edwards
and Turner. In addition, perinatal viral infections, malformations of the lymphatic, cardiovascular, musculoskeletal and endocrine sys-
tems, lysosomal accumulation diseases and other pathologies play an important role in the development of nonimmune hydrops fetalis.
The improvement of prenatal diagnostic methods, especially cytogenetic research methods, made it possible to identify the genetic cause
of nonimmune hydrops fetalis in a large number of cases, while reducing the group of idiopathic nonimmune hydrops fetalis. Modern
ultrasound screening methods make it possible to suspect the presence of a genetic anomaly and associated nonimmune hydrops fetalis
already in the first trimester of pregnancy. The identification of the etiology of nonimmune hydrops fetalis, in turn, is a determining factor
in choosing the tactics of pregnancy management, determining the possibilities and prospects of intrauterine treatment. Targeted therapy
is an effective therapy for genetically determined nonimmune hydrops fetalis, which is a promising direction in the treatment of certain
pathologies and is actively developing today. The development of genetically engineered therapy, in addition to correcting the underlying
pathology, can lead to a decrease in mortality in nonimmune hydrops fetalis, which currently reaches 90%.
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Conclusion. This work reflects the etiological structure of nonimmune hydrops fetalis with an emphasis on genetic disorders, and also
notes the diagnostic, therapeutic and prognostic features of pregnancy management with nonimmune hydrops fetalis.
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euMMyHHas Boasinka muoaa (HUBII, nonimmune

hydrops fetalis, NIHF, MKb-10: P83.2 — BogsiHka

MJ01a, He CBsI3aHHasl C TeMOJIMTUYECKOM 00JIE3HBIO) —

3TO TeTePOreHHOE PAaCCTPONCTBO, XapaKTepU3yIoIIeecs
TeHepaJIM30BaHHBIM OTEKOM KOXMU T1JIOAA /WU MaTOJOTMIeCKUM
CKOTIJICHUEM KHMIKOCTH IO MEHBIIIE Mepe B IBYX MOJOCTSIX Teja
(mepuTOHEANbHBIH, TIEPUKAPANAIBLHBIN U/UTN TJIeBPaTbHBI I
BBITIOT) IIPU OTCYTCTBUY MPU3HAKOB MMMYHHOM CEHCUOMITN3aIN T
[1, 2]. TTo nanHbIM OO61IECTBAa MEAULIMHBI MaTepu U 1101a (Society
for maternal-fetal medicine), yactora Bctpeyaemoctu HUBII
BO BceM mupe coctasiasier 1 Ha 1700-3000 6epeMeHHOCTEI,
MPpU 3TOM 3200JIeBAEMOCTb CPEIH KMBOPOXKAECHHbBIX IeTEll —
1:4000 [2]. YayulieHMe KayecTBa aKyIlepCKO-TMHEKOJIOT MUeCKOMi
TTOMOIIY MPUBEJIO K CHUKEHM IO YaCTOThl UMMYHHOM BOASHKU
miona (M BIT), Bo3HuKaroIIEl BCaeACTBUE pe3yc-CeHCUOMIn3a-
LIUU, YTO KOCBEHHO TTOCITOCOOCTBOBAJIO 3HAYUTEIBHOMY YBEIH-
yeHun1o 101 Bcrpedaemoctt HUBII no 90% [3]. UBII na manHbIiA
MOMEHT OCTaeTCs OMHUM M3 MOJTHOCTHIO PEIICHHBIX BOITPOCOB
COBPEMEHHOM MEIUILIMHBI, B YaCTHOCTHU aKyIIepCTBa U HEOHA-
TOJIOTUH.

B pa6ore 3apyoexxHbix aBTopoB E. T. Unal 1 coaBT., OCHOBaH-
Hoi Ha 10-7IeTHeM OTbITe BeIeHUsI HOBOPOXKISHHBIX C BOISTHKOMN
TIoN1a, MPUBEACHBI Pe3YIbTaThl PETPOCIIEKTUBHOTO MCCIIeI0Ba-
Hus, corsiacHo kotopomy HUBII nnartHoctuposaiach B 85,7%
clly4yaeB, YTO 3HAaYUTeIbHO MmpeBbicuiio yactoty MBI (14,3%).
ITpu aTom cmepTHOCTH neteit ¢ HUBII coctaBuna 55,6% [4].

[Toxoxxue naHHbBIE ObLIY MOJYYEHBI OTEUECTBEHHBIMU MCCIIEN0-
BaTEJISIMU — TIepMHATaIbHAS M MJIaIeHYeCKasi CMEPTHOCTD IeTel
¢ HUBII cocraBinsieT, 1o pa3HbIM TaHHBIM, 0T 50% 1o 80%, ipu-
YeM BepOSITHOCTh TAHHOTO MCXOa YBEIMINBACTCSI 00PATHO IMTPO-
MMOPLMOHAIBHO CPOKY YCTAHOBJIEHUSI [uarHo3sa [3, 6]. [TokazaTtenn
JIETaJIBHOCTH B TIEPBYIO OUYEePEIb 3aBUCSAT OT STHOJOTMYECKHUX
(akTopos, npuBoasiux K HUBII, a Tak>xe A0CTYITHOCTU U CBOE-
BPEMEHHOCTH NTATOTEHETUUECKU 0OO0CHOBaHHOW aHTeHAaTaJbHOMI
Tepanuu. Llenpio Takoi Teparmuu siBJISIeTCST TPOJOHTPOBaHE
0epeMEHHOCTHU U KYMUMPOBAaHUE MPOSIBJICHUI BOASTHKU, UTO yJIy4-
LIaeT NepuHaTajbHble UCXOABI [5-7].

B cTpykTypy npuunH, npuBoasimux K pazsutuio HUBII,
BXOAUT 0K0J10 150 Ho30m0rmit. CorjiacHO pe3yjibTaTaM CUCTE-
MaTHUYecKoro o030pa IaHHBIX JUTepaTyphl 3a iepuon ¢ 2007 o
2013 rox, mpoBeaeHHoro C. Bellini 1 coaBT., MOXXHO BBIICIUTH
cieaymolylo atuogorndeckyio ctpykrypy HUBII: cepneyno-
cocyaucrast naronorus (20,1%), unnonaruueckass HUBIT (19,8%),
3aboseBaHus auMdatrnueckoii cucteMsl (15,0%), remarosoru-
yeckue 3aboneBanus (9,3%), xpomocomHubie anomanuu (9,0%),
BHYTpuyTpoOHbIe nHbek1nu (7,0%), cuHapoMaibHble (GOPMBI
MHOXECTBEHHBIX ITOPOKOB pa3BUTUs (5,5%), MOPOKU pa3BUTHUS
nerkux (2,3%), Bpoxk AeHHbIe HapylieHus oomeHa Bemects (1,3%),
IaToJIorust MoueBbIBoIsIIIei cuctembl (0,9%), ormyxonu (0,7%)
u npyrue npuuunHsl (9%) [3].

YcoBepllleHCTBOBaHME 1 00JIbIIAasI JOCTYITHOCTb BCEBO3MOXK-
HBIX METOJIOB IMAarHOCTUKHU, B MIEPBYIO OUEpPEeIb IMTOTEHETUYEC-
CKHUX, TTO3BOJIMJIN CMEIMAIMCTaM Pa3JIMIHOTO Npoduis pac-
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IIUPUTHh COIUCOK NMTPUYMH, TpUBOAsIINX K pa3Butuio HUBII
[8]. B mocnenHee BpeMsi B MEAMILIMHCKOW HAyYHOU JTUTEpaTy-
pe HAaKOTMJIOCh HEMAaJIO JAHHBIX O BO3MOXHBIX TEHETUYECKUX
MIPUYNHAX, SIBJISIOMINXCS TPUTTEPOM PA3BUTHU S BOASHKY TLIONA.
[To manHBIM UccaenoBaHMS aBTOPOB A. M. Quinn 1 coaBT., OCHOB-
HbIMU KaTteropusiMu reHetTudeckux npuuud HUBII aBiasoTes
BPOX/IEHHBIC HAapylIeHUsI MeTaboaun3ma (27,6%), CMHAPOMAJIb-
ueie (15,3%), HepBHOo-MbImeuHbIe (14,1%) 1 reMaToorudeckue
HapyteHus (13,6%), maTojorust OrOpHO-IBUTATEILHOTO aIlapara
(9,0%), cepaeuro-cocynuctoie (7,3%) n nuMmbaTudyecKkue Hapy-
menus (5,1%), anHomaabHble HOBooOpa3oBaHus (2,8%) [9]. Takxe
CTOMT YYUTHIBATb MYJIBTUCUCTEMHbBIE CUHAPOMBI, CBSI3b KOTOPbIX
C BOJSIHKOIN MOXET ObITh 00yCJIOBJIeHA COUeTaHUEM HECKOJIbKMX
(haxTOpoB, KOTOPBIE HE MPEACTABISETCS BO3MOXHBIM O0bEAMHUTD
B eqMHOM KJiaccudukauum [1].

ITpu renetuuecku nerepmuHupoanHoii HBII nepsonavanb-
HBIM 3BEHOM TIaTOTeHEe3a BBICTYMAIOT XPOMOCOMHBIE U TEHOM-
HblE MyTaIlUU, TPUBOISIIINE K PA3BUTUIO TSIKEJIBIX CTPYKTYPHBIX
HapyuleHUl, KOTOpble CyKaT ocHOBOM aJis pazsutus HUBII.
IMaTodusnonornyeckuMu MexaHU3MaMH1 ITPU ITOM BBICTyTIa-
0T cepedHast HeIOCTaTOYHOCTh, CHUXKEHNE OHKOTHYECKOTO
NaBJIEHU S, yBeJIMUYEHE TPOHUIIAeMOCTH KallUJIJISIPOB, a TAKXKe
00CTPYKIIMS TUMDATUUECKOTO OTTOKA U CHUKEHUE BEHO3HOTO
Bo3Bparta [5].

Llenbio nTaHHOTO KCCIeNOBAHM S ObLT aHAJU3 COBPEMEHHBIX
HayuHbIX 1aHHbIX 0 HUBII ¢ onpeneieHueM reHEeTUYECKUX MTPU-
YU H, IPUBOISIINX K €€ PAa3BUTUIO, 1151 CBOEBPEMEHHOMN TUATrHO-
CTUKU U Tepauy JaHHOI HO30JIOTUH.

MATEPUAABbI U METOAbI UCCAEAOBAHUA

B xone HanucaHus paboThl OBLJI MPOBeaeH 0030p HauboIee
COBPEMEHHOI 0T€YeCTBEHHOM 1 3apyOeKHOM JTUTepaTyphl, OXBa-
ThiBatoleit nociaenHue nanusie o HWUBII, onyoiukoBaHHBIEe
¢ 2014 1o 2024 rr. [Torck ocyIeCTBIISIICS O CAEAYIOIUIUM KJTIoue-
BBIM CJIOBaM «<HEMMMYHHasI BOASTHKA IJIOAA», «BOASHKA MJI01a»,
«T€HEeTUUYECKME HapyIEH  I», «<BPOKICHHBIE TOPOKHU Pa3BUTHUST»,
«JIN30COMaJIbHbIe 00JIE3HU HAKOIJIEHU S1», «TapreTHasl Teparnusi»
¢ ucrnoJjib3oBaHueM 6a3 nanHbix PubMed, NIH, Scopus, HayuHOi#4
oubnuoreku eLibrary.Ru, a Tak>ke KJIMHUYECKOrO PyKOBOACTBA
OO6miecTBa MEIUIIMHBI MaTepU U 1J101a. B yacTHOCTH, OBLIN U3Y-
YeHBI UCCJIEIOBAHMSI, IOCBIIIICHHBIC TEHETUYECKUM acTeKTaM
3abo0JieBaHUSI.

XPOMOCOMHbBIE AHOMAAUU

Ha panHuX cpokax 6epeMeHHOCTH MEPBOCTEIIEHHYIO POJIb
B pazsutuu HUBII urpatot xpoMocoMHble abeppaliuy U TEHHbIE
60JIe3HU, 3aHMMAIOII1e BTOPOE MECTO CPEIN BO3ZMOXKHBIX MTPU-
yuH. MenuaHa cpoka 6epeMeHHOCTH npu BbisiBJeHUrn HU BIIT
BcJeAcTBUE aHeyriouauii — 12,5 venenu [10].

XpOMOCOMHBIE aHOMAJN U BISIBISIOT B 29,5% cinyyaes HUBII
C TOMOILIbIO PYTUHHOTO KApUOTUIIMPOBAHU Sl MyTEM SKCTPaKIIUU
HesbHoreHomHou JJHK 13 BopcuH xopruoHa, aMHUOTUYECKOM
KMAKOCTU WU ITyMoBUHHOM KpoBu. [Tpu atom HUBII, BbisiBICH-
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Has B | TpuMecTpe, acCOMUPYETCS C XPOMOCOMHBIMU aHOMAJTH SI-
MU B 65% ciydaes. J10J1s1 BBISIBJICHHBIX XPOMOCOMHBIX aHOMAJIH I
CHMXKaeTCs Mo Mepe YBEJIMUEeHU s Cpoka bepeMeHHoCTH [1].

XOTS XpOMOCOMHBIC aHOMAJIMU YacTO HAOJII0IAI0TCS TIPU
HWBII, TouHble MEXaHU3MBI, JiexKalllie B OCHOBE 3TOi accolua-
LIV U, 10 KOHIIa He n3y4eHbl. Cpeyr TeHOMHBIX ITaTOJIOTH i 0coboe
3HaueHue B pa3sutuu HUBII umetot Tpucomum 21-i1, 18-ii, 20-i
U 15-i1 XxpoMocoM U HaJuuue y njoga kapuoruna 45X, 47XXV.
Takum o6paszoM, aHeyIJIOUAMS, B IEPBYIO ouepeab CBsI3aHHas
¢ cunapomamu JlayHa, TepHepa u DaBapaca, — HauboJiee pac-
MpocTpaHeHHas reHeTh4YecKas nepponpuurHa pa3putus HUBII
[11]. B pabote D. Guo 1 coaBT. yKazaHa 4acTOTa BBISIBJICHU I
HapylIeHW I reHoMa Npu KapuOTUIITMPOBAHU U, TTPOBEICHHOM
y 129 maniuenToB. B Tabm. 1 mpuBeneHb pe3yabTaThl TOTO MCCIIe-
noBaHus [1].

RAS-NATUM

C 1eJ1bI0 UCKJTIOYEH U ST CUHIPOMAaJIbHBIX MTaTOJIOTU I, TPUBO-
nsmux K pazsutuio HUBII, reHeTUKY peKOMEHIYIOT ITpOBeAeH e
MOJIEKYJISIPHO-T€HETUYECKUX UCCIeOBAHU I IJ1S1 BBISIBJCHU S
RAS-naTuii, npu KOTOpblX HapylIaloTCs CUTHAJbHBINU MYTh
peryasiiiiu KJeTOYHOTO LMKJa, Tpoliecchl Au(depeHIMPOBKH,
pocTa, CTapeHU s KJASTKU 1 pealn3yoTcs MeXaHU3Mbl allonTo3a.
B mannylo rpynny BxoasaT cuHapoMm HyHaH, kapauo-garno-
KOXHBIN cuHapoM, cuapombl Kactenno, LEOPARD wiau Hynan
C MHOXKECTBEHHBIMU JICHTUTO [12].

NMPOYUE rEHETUYECKUE NPUYUHbI BOSHUKHOBEHUA HUBI

B o06uieit cioxHoctu ¢ pazsutuem HUBII accoumupoBan
131 reH. JIonoJHUTETBHO MOJYUYEeHbI HOBbIE MOJIEKYJISIPHbBIE TOKa-
3arenbcrBa cBg3u ¢ HUBII enne 46 renos, a 39 reHoB 00JiagaioT
orpaHMYeHHBIMU qoKa3arejabcTBaMu. Kpome Toro, 301 reH siBis-
eTcs KaHauaaTrom Ha accouuanuio ¢ HUBII [14].

Takum o6pa3oM, U3BECTHO KAK MUHUMYM 517 reHOB, CBSI-
3aHHbIX ¢ HUBII. B nanpHeiieM o0CyXXAeHUU pa3IndHbIX
HapylIeHUIi B CUCTEMaX opraHu3Ma OyayT MpUBeAEHBI JaHHbIE
00 accoLMalyy onpeaeJeHHBIX MaTOJOTUi ¢ TeHETUYECKUMU
HapyIIeHUSIMU, BBISIBJISIEMbIMU ITPU TEHOMHOM CEKBEHUPOBAHUU.

NEPUHATAAbHbIE BUPYCHbBIE UHOEKLIUU

JlaHHBIE MMOCIEIHUX UCCICAOBAHU I MTO3BOJISIOT ITPEAIIOIO-
KUTHh BO3BMOXHOCTh HEKOTOPBIX BO30YyIUTEIIC TTepruHaTaIbHBIX
BUPYCHBIX MH(MEKIINI pa3pyliaTh CyOKJETOYHbIC TPAHCKPUTITHI
xo3siuHa. Tak K. E. Leon 1 coaBT. onuUChIBalOT MEXaHU3M I1aTOreH-
Horo neiictBust PHK-csi3biBatotiero 6eska UPFI Bupyca 3uka
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(Zika virus), cmocoOHOTO MPUBOAUTH K HAPYIIEHU IO 3KCITPECCUN
reHa, Kogupytoiero 6eymok Frem2 [13].

MATOAOrMA AMUMOATUYECKOW CUCTEMbI

YautsiBas mocjieqHNe JaHHbIe, TeHeTUYeCK1e HapyIIeHUs,
MIPUBOISIINE K ITOPOKAM Pa3BUTHUS TUM(ATUIECKOU CUCTEMBI,
cocTtaBistioT 5,1% ot Beex cayuyaeB HUBII. ITpu 3ToM BBISIBASIOT-
ca myTauuu B redax FLT4, CCBEI, ADAMITS3, PIEZOI, EPHB4,
SOX18wn FOXC2 (Quinn et al., 2021), uto oTpaxeHo B TabJ. 2 [15].

K 6uannenbHbiM MyTauusim B rete PIEZO] 0OTHOCUTCSI ayTOCOMHO-
pelieccuBHas BpoxXIeHHast iuMdaruueckast nucriasus (generalized
lymphatic dysplasia, GLD), koTopasi siBisieTCsI OTHOM U3 PEAKUX
npuunH HUBII. Knunnuecku nanHoe 3a0071eBaHue MPOSIBIISIETCS
B BUJIe TeHEPaIN30BaHHOI TUMbeaeMbl, BKJIFOUAOIIei THAPOTO-
Ppakc, TUApONepUKapi, XUJIOTOpaKe, TUMbeaeMy JIUIa 1 KOHETHO-
CTeil, KUIICUHYIO 1/WJIH JIETOYHY0 TUMbaHT MK Ta3uo [16].

Kpowme Toro, 6bl1a TpeAIonokeHa poyrb MaToreHHBIX TeTepOo-
3UTOTHBIX MUCCEeHC-BapuaHTOB ANGPTZ2 B pa3BUTUU ayTOCOM-
HO-IOMUHAHTHOM nepBuYHOi TuMbenembl. ANGPT2 sBnsieTcs
suranaoMm nytu TIEI-TIE2, KoTophlili uMeeT peliaioliiee 3Ha-
yeHue B GOPMUPOBAHUM U PEMOIETIMPOBAHUN KPOBEHOCHBIX
n auMdaTruyeckux cocynoB. MIcxoast U3 faHHBIX MOCIETHUX
MCCIIeoOBaHM i, cocTaBieHa TabJl. 2, oTpaxkaloliasi OCHOBHbIE
TeHHO-MOAUMUIIMPOBAHHBIE HAPYIIEHUS B IMM(PaTUIECKOMU
cucrteMe, mpuBoasmue K pazsutuio HUBII [9, 15-17].

MATOAOTUAl CEPAEYHO-COCYAUCTON CUCTEMbI

B psne uccrnenoBanuii coo6IIaeTCsI O TPUTTEPHOM BIUSTHUN
apuTMUI Ha BHYTpuyTpoOHoe pazsutue HWBII, npu aTom Hau-
OoJiee pacnpocTpaHeHHO popmoit aputmuu y nioga ¢ HUBIT
SIBJISIETCSI CYIPpaBEHTPUKYJIsipHas Taxukapaus [18]. Ha ceron-
HSIMHUH IeHb TOYHBIE TPUYMHBI aHTEHATaJIbHOTO BOZHUKHO-
BEHUSI apUTMUI 10 KOHLIA HE U3YUYEHBI, OTHAKO €CTh TaHHbIE
00 X BO3MOXHOM Pa3BUTUU BCIAEACTBUE UBMEHEHU S CKOPOCTHU
MPOBENEHU I UMITYJIbCOB MO abepPaHTHBIM MY TSM MPOBOAS LIS
cucteMbl |3, 18]. B coctaBieHHOI Hamu TabJ1. 3 mpeacTaBiIeHbI
TeHeTUYeCcKUe MPUIUHBI HapyLIEHU I cepleuHO-COCYyIUCTOMI
cuctemsl, accounuponannbie ¢ HUBII |3, 9, 18].

FTEMATOAOITMYECKUE HAPYLUEHUA

Eme onHoit pacnpoctpanenHoi npuunHoit HWUBII, BcTpe-
yatoleiics B 4-12% ciaydaeB, IBJISIIOTCS pa3JMUYHbIC TeMa-
Tojornyeckue HapyueHus [1]. [IlpyyrnHaMu aHeMuU il MOTYT
ObITh FEHETUYECKUE HAPYILIEHUS], BHYyTPUYTPOOHbIE MHMEKIIUH,
COCYIUCTbIE MOPOKU Pa3BUTHUS U (hpeTOMAaTepUHCKOE KPOBOTEYE-

Tabanua 1. YacToTa BbIABAEHUA HapyLleHUW reHoma
npu KapuoTUNUpPOBaHUU B uccaepoBaHuu D. Guo
u coaBT. (2023) [1] / The frequency of detection
of genome abnormalities during karyotyping in the

Tabaua 2. HapyweHua B AMM¢aTHUECKOMN cucteme,
accouuupoBaHHblie ¢ HUBI, u ux cBA3b ¢ reHamu
[9, 15-17] / Disorders in the lymphatic system
associated with NIHF and their relationship to genes

Guo D et al study (2023) [1] [9, 15-17]

XapakTep XpoOMOCOMHOW NaTOAOrMU Yacrtota passutusa HUBI MmdaTtnueckasa | HacneactBeHHas aMmdeaema tuna A FLT4
47, XY(XX), +21 16/129 (12,4%) cucrema CHHADOM AMMbaHTMIKTA3MM/ CCBE1
47, XY(XX), +18 6/129 (4,7%) AMMbepeMbl XeHHEKaMa ADAMTS13
Mo3aunuHas tTpucomus 20-47, XY, 1/129 (0,8%) IR B Maf\bd)OpMau‘Mﬂ/ AlZAoR
+20 [15]/46, XY [30] AErMAPaTUPOBAHHLIN

! HacAeACTBEHHbIV CTOMATOLMTO3
- 0,
ﬁ_ﬂfga[;;;'/iﬂg‘;&(:g\g?ﬂ 13-47, XX, /A2 (0] AumbaTyeckas Manbdopmauus 7 EPHB4
XPOMOCOMHbIN Habop XXY-47, XXY 1/129 (0,8%) CHMHAPOM FUMOTPUX03a/AMMOEAEMbI/ S0X18
! ! TEAEaHrM3KTa3nm,/moYeUHoro
45, X 12/129 (9,3%) pedekTa
46, XY, der(1)t(1;15)(q44,914) mat —-15 1/129 (0,8%) CUHAPOM AUMEAEMBI/AUCTUXMA3A FOXC2
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Tabavua 3. HapyweHus B cepAeuYHO-COCYAUCTON cUCTEME,
accouunpoBaHHbie ¢ HUBI, 1 ux cBaA3b ¢ reHamu
[3, 9, 18] / Cardiovascular disorders associated with
NIHF and their association with genes [3, 9, 18]

CepAaeuHo- CvHapom TUMOTH CACNA1C
CURTLIEEE CYHAPOM HEKOMMAKTHOrO MUOKapAa MYH7
CHCEeME AEBOTO0 XEeAyAOUKa MYBPC3
[eHepaAn3oBaHHas apTepuanbHas ENPP1
KanbLMdUKaLMA B MAGAEHUECTBE ABCC6
BpoXAeHHbI CUHAPOM YAAMHEHHOTO KCNH2
nHTepBana QT SCN5A
X-cLenAeHHas AUCMNAA3UA KAanaHoB FLNA
cepaua
HWBI npu BPOXAEHHbIX MOPOKax cepaLia THSD1
1 remaHrnomax
CemeiiHas runepTpoduueckas ALPK3
KapAMomMuonaTus

Tabanua 4. FlemaTonormueckue HapylueHus,
accouunupoBaHHble ¢ HUBI, U ux cBA3b ¢ reHaMu
[1,9, 19, 20] / Hematological disorders associated
with NIHF and their relationship with genes [1, 9, 19,
20]

FemaTono- Anbda-Tanaccemus HBA1
ruyeckue HBA2
RapyIUBHUY HacaeACTBEHHbBIN CHEPOLNTO3 SLC4A1

HacaeacTBEHHbBIN chepounTos/ SPTA1
3AAMNTOLMTO3 SPTB
BpoxaeHHas AU33pUTPONO3TUYECKAN CDAN1
aHemus SEC23B

KLF1
AHemuss AarimoHAa — BaskdaHa RPL11
RPL35A
RPL15
RPS19
AednunT rAoKo30-6- G6PD
docdataernaporeHasbl
AednunT TpaHCcaAbAOAASbI TALDO1

HUe. AHTEHATaJIbHO aHEMUIO TMATHOCTUPYIOT ITPU TTOBBIIIIEHU N
MUKOBOW CUCTOJIMYECKOU CKOPOCTU B CPEHE MO3TOBOM apTe-
puw 10 1,5-KpaTHOro MEIMaHHOTO 3HAYSHU ST, XapaKTePHOTO I
KOHKPETHOTO recTalilmoHHOro Bo3pacra [19].

IIpu norepe Tpex reHoB A-rJI00MHA BO3HUKAET 00JIe3Hb I'eMO-
robuHa H, mpu noTepe 4yeThipex reHOB O-II00MHA — reMOIJI00u-
HoBbIM cuHapoM bapra. HUBIT moxxeTt HabmogaThes mpu 000ux
COCTOSIHMSIX, XOTS yallle BCTpeyaeTcss BO BTOPOM ciydae [19,
20]. Takxxe mpuunnamMu HW BIT moryT ObITh anbda-TanacceMust
U TPUCOMUS T10 21-if XpoOMOCoMe, TPUBOASIIAS K ITPEXOASIIEeMY
AHOMAaJIbHOMY MUEJION033Y C IMOCIEAYIOIIUM Pa3BUTHEM aHEMHU T
rutona [19]. B ta6u. 4 oTpakeHbI reHeTUUeCKe HApyIIeHUsI, TIPU-
BOJISILIIME K PAa3BUTUIO reMaTosiornueckoii narojoruu u HUBII
[1,9, 19, 20].

AN30COMAAbHbBIE BOAE3HU HAKONAEHUA

B nocnenHue roasl Bce 6oJibliee 3HaueHue B pazsutur HUBII
MPpUAAIOT JU30COMaJIbHBIM O0oie3HsiM HakorieHust (JIBH). Ouu
BcTpevalores B 29,6% HeobObscHUMBIX cydaeB HYBIT mpu nipo-
BeJIeHMU KOMILJIEKCHOIO MCCIIEA0OBAHMS META00IMYECKUX HAapy-
menwuii [19]. [To nanusiMm H. B. Al-Kouatly u coaBt., Hau6ojee
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Tabauua 5. PacnpepeneHre TUNOB AM30COMaAbHbIX 6oae3Heln
HaKonAeHusa B uccaeposaiuu H. B. Al-Kouatly
¢ coasr. (2020) [21] / Distribution of types
of lysosomal storage diseases among the study
group Al-Kouatly H.B. et al. (2020) [21]

Tun AU30coManbHoOM 6oAe3Hn

YacTtoTa BCcTpeuaemocTtu
8/28 (28,6%)
5/28 (17,9%
5/28 (17,9%
4/28 (14,3%)

[anaKTOCMaAMAO3

BoAe3Hb HAKOMAEHUSA CMAAOBOW KUCAOTbI

)
)

Mykonoauncaxapuao3s VI

BonesHb lowe

Cuannpos 2/28 (7,1%)
TaHrAno3unpo3 GM1 2/28 (7,1%)
Bbore3Hb Humana — Muka tuna C 1/28 (3,6%)
Mykoaunnupos /111 1/28 (3,6%)

Tabanua 6. Bpo)XXAeHHble HapyleHUs o6MeHa BelecTB,
accouuupoBaHHblie ¢ ABH u HUBI [8, 9, 21] /
Inborn errors of metabolism associated with
Lysosomal Storage Diseases and NIHF [8, 9, 21]

BpoXxpeHHble Mykonoancaxapunaos | IDUA
HapyLenua MyKOAUMAOS 1] GNPTAB
obmeHa BelLecTB
Mykonoaucaxapupos IV GALNS
Mykonoauncaxapuao3 VI GUSB
BonesHb HumaHna — MMuka, Tun A SMPD1
BoaesHb HumaHna — lMuka, tun C NPC1

pacnpoctpaHeHHbIMU JIBH B aTronornueckoit crpykrype HUBIT
SIBJISIIOTCS TaJlaKTOCUaJIN103, MyKonosircaxapuaos VII u 6oe3Hb
Towre (ta6u. 5) [21].

JlaHHbIe 3apyOexX HbIX KOJIJIET CBUIETENbCTBYIOT O TOM, YTO
cienyeT y4uThbiBaTh UMEHHO BO3MOXHOCTh JIBH B HEoOBsICHU-
MbIx ciaydyasx HUBII, ocobeHHO rpu npeHaTaJibHOM BU3yainu3a-
1IMY yJIBTPa3BYKOBBIX IPU3HAKOB renarocrieHoMeranuu [8, 21].
OcCHOBHBIE BpOXIEHHBIE HapyIlleHUsI oOMeHa, sBistonuecs JIBH
u accounupoBanubie ¢ HUBII, oTpaxensl B Tad. 6 8, 9, 21].

AHOMAAWU MOYENOAOBOI CUCTEMbI U MOUEK

B 2-3% ciyuyaeB HUBII BuIIBISIIOTCSI aHOMAJIUU pa3BU-
TU ST MOYEIIOJIOBOM CUCTEMBI U MoYeK. BpoxxaeHHBI# Hepo3
XapaKTepU3yeTCss HaTUIMeM THITePIXOTeHHBIX YBEIMISHHBIX
MoYyeK U MOBbIIIEHUEM YPOBHS ajibdha-GheTonpoTeuHa B ChIBO-
pOTKe KpoBU MaTepu. JlaHHOe COCTOsSIHUE MPUBOIUT K pa3BU-
THIO TUTIOMPOTEMHEMUH Y MJI0/1a, CHUKEHU IO OHKOTUYECKOTO
NaBJIEHUSI KPOBU U B KOHEYHOM UTOTE K (POPMUPOBAHMIO KJIH-
Huueckoit kaptuHbl HUBII [19, 22]. Ente onHoit aHOManuei
MOYEITIOJI0BOM cucTteMbl, accouuupoBanHoit ¢ HUBII, aBas-
eTcs cuHapom PDpeiizepa, XapaKTepUYIOIIUNACST MyTallUSIMKA
BTeHax FRASI n GRIPI v KTUHUYECKU ITPOSIBIISTIOIINIICS B BUIC
MpPOTPECCUPYIOLICH TJIOMEPYIOMATUN U TTIOJTHOM TUCTEHE3U N
roHan [19, 23].

AHOMAAHWU ONMOPHO-ABUTATEABHOIO ANMMAPATA

B 3-4% ciyuaeB HUBII HaGmomatoTest CKeJIETHO-MBIIIIEUHbBIE
aHoManuu. B murepaType onucaHbl pa3IMIHbIe CKEJISTHBIEC T1C-
IUIa3UU U ABUTATEIbHbIE HAPYIIEHHU S IJI0/1a, aCCOLIMMPOBaHHbBIE
¢ HUBII B pe3ynbraTe runoTeTHYECKMX MEXaHU3MOB, HAITPUMeED,
Hepa3BUTasi TpyaHasl KJIeTKa C MOBBIIIIEHHBIM BHYTPUTPYIHBIM
NaBJIEHUEM 1 3aTPYJTHEHHBIM BEHO3HBIM BO3BpaToM [19].
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Nmeercs 3HaYUTEIBHOE KOJTMYECTBO CKEJIETHBIX NUCTITA3UiA,
BBISIBJIEHHBIX MIpU conyTcTByoleM TedeHurn HUBIT: axonapo-
reHes, acconuupoBaHHblil ¢ reHamu TRIPI1, SLC26A2, COL2A1,
axoHIporiasus — ¢ reHoM FGFR3, HemoMuHepaau3aus KOCTU
U MEePEIOMBbI C HECOBEPIIEHHBIM OCTEOT€HE30M — C TeHaMU
COLIAI, COLIA2, CRTAP, P3H (19, 22].

HAPYLUEHUSI SQHAOKPUHHOW CUCTEMbI

BpoxneHHasi runepria3usi HAAMOYeYHUKOB, aCCOLIMUPO-
BaHHas ¢ HapyuieHussMu B reHe CYP2IA2, xapakTepusyeT-
csa nepuuuTom epmerTa 21-ruaApOKCUIIA3bI, YTO ITPUBOIUT
K AucbaaHCy TOPMOHOB, PETYIUPYIOIIUX BOTHO-COJIEBOM OOMEH.
Kak cnencrsue, aTo MoxeT cnocodbctBoBaTh pazsutuio HWBIT
[14].

AUATHOCTUKA

[IpoBeneHHBI aHAIN3 INTEPATYPHBIX ICTOYHUKOB IMO3BOJISICT
CIeJIaTh BBIBOJ O TOM, YTO CYIIIECTBYET MOCTATOUHO IITUPOKU I
CIIEKTP BO3MOXHBIX TeHEeTUUeCKUX MpuiuH pa3putuss HUBII.
B cBo10 ouepenb Kak peHOTUIIMYECKAs, TAK U TeHeTUYecKasl UX
OLIEHKA MO3BOJISIIOT JOCTOBEPHO YCTaHOBUTH aTHosornio HWBIT
B KaXXJIOM KOHKPETHOM cJlydyae U CIJIaHUPOBATh ONTUMAJIbHYIO
TaKTUKY BeAeHUsI 6epeMeHHOCTH U poaoB |5, 7, 19]. CornacHo
peKoMeHalMsIM 00lIecTBa MEAUILIMHBI MaTepU U MJ0Aa, s
ycTaHOBJIeHU S 3THoIorndeckoit mpuurabl HWBIT HeoOxonumo
B IIEPBYI0 OUepeb IPOBECTU XPOMOCOMHBIIT MUKPOMATPUYHBII
aHaJIn3, 5XoKapauorpaduio 1aoaa 1 JOMIICPOMETPUIO CpeaHei
MO3TOBOI apTepuu [22]. Ho maxe mpy HaJIMIUM JTaHHBIX 3TUX
UCCIeIOBAHUN YCTAHOBUTH 3THOJornyeckuii haktop HUBII
yaaeTcs He Bceraa.

IIpu BeisBnenuu HUBII B | TpumecTpe 6epeMeHHOCTU
MePBOCTEIIEHHOE 3HAYeHUE OTBOIMTCSI KAPUOTUITMPOBAHUIO
1 MOJIEKYJISIpHO-TeHeTuYecKoMy ucciienoBanuio Ha JITHK-
MUKpOMaTpHUIIaX BHICOKOTO pa3pelieHus. [eHeTuyeckoe odcie-
JIOBaHUE MPU 3TOM BapbUpyeT OT CTAHAAPTHOTO XPOMOCOMHOTO
MUKPOMATPUYHOI'O aHaJM3a J0 FTeHHBIX MaHesei u emie doee
OOLIMPHBIX ITMaTHOCTUYECKUX TECTOB, TAKMX KaK CEKBEHUPO-
BaHUe Bcero ak3oma [19]. [Ipu 1omoTHUTETbHOM TeHETUYeCKOM
TecTupoBaHuu uauonarudeckue cayyau HMUBIT yacro knaccu-
(GUIIMPYIOTCS KaK CIIeACTBHE BPOXKICHHBIX HApYIIEeHU I MeTabo-
n3Ma (JIn3ocoMalibHbIe 00JIE3HU WU BPOXICHHbBIC HAPYIIEHU ST
TJIMKO3UJIMpoBaHus) [14].

[pu y1pTpa3ByKoBOM CKPpUHUHTE Y3Ke B | TpuMecTpe 6epeMeH-
HOCTH MOXET ObITh BBISIBJICHO YBEJIMUYSHUE TOJTIIMHBI BOPOTHU-
KOBOTO TIPOCTPAHCTBA, YTO MTO3BOJISIET 3aII0OM03PUTh HATUIe
XpoMocoMHo#t aHoMmauu u pazsutue HUBII [8, 19, 24]. TTomumo
TOT0, HEKOTOPBIE M3 OCHOBHBIX TEHETUYECKUX HAPYILIEHU N CBSI-
3aHbl C XapaKTEPHbIMU YJIbTPa3BYKOBBIMU (PEHOTUTTMYECKUMU
0COOEHHOCTSIMM T1JI0a — FrefmaToMeraaus Mpu JIU30CoMallb-
HBIX 00JI€3HSIX HAKOIIJICHU I, TUTIEPIXOTeHHOCTh MOYEK MPpU
BpoxaeHHOM Hedpose [19, 24]. YuuTeiBast COBOKYMHOCTH MOTY-
YEeHHBIX (PEHOTUTIMYECKHUX JaHHBIX, MOXET BO3HUKATh MBICITb
0 KOHKPETHOM T€HETUUECKOM 3a00JIeCBAHUU UJIN 00 UX TPYII-
ne. B Takux ciryyasix ucciaeqoBaHue TeHeTUYEeCKOro MaTepr-
ajla MOXXET OTPAaHMYMBAThCI CEKBEHUPOBAHUEM OIHOIO UJIU
HECKOJIbKMX TE€HOB C TTOMOIIbIO CIIEIIMAaTU3UPOBAaHHBIX TTaHe e
WJIV TECTUPOBAHUEM Ha HAJTWUKe CIIeIIMMUISCKUX NeTeN i MTU
nyrmkanui [19, 25].

HekoTtopsie 1abopaTopuu npeajiaratoT reHHbIe MMaHeau 115
aHaJIM3a IPyMIibl FeHOB, yyacTBytomux B pa3sutuu HUBII, xors
3(hHEKTUBHOCTD STUX MaHeJeH ellle HeI0CTaTOYHO u3ydeHa [26].
Ipu npnonatnyeckoit HUBII nau nosropHbix cnyvasx HUBIT
PEKOMEHI0BaHO MPOBOAMNTH HOMOJHUTEIHHOE MTOJTHOIK30MHOE
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CEeKBEHUPOBAHME JIJIST BHISIBJIEHUSI TEHHBIX MyTallUi, aCCOLIMU-
poBanHbix ¢ HWUBII [14].

C TeXHUYECKOI TOUKHU 3PEHUS MOJTHOTEeHOMHOE CEKBEHUPO-
BaHUeE SIBJISICTCS JIYUIITUM TUATHOCTUYeCKUM MeTonoM. OnHaKo
OTPOMHbBIE 00BEMBI TIOJyYaeMbIX JAHHBIX 3aTPYIHSIOT UHTEPIIpe-
TalUIO PE3YJIbTaTOB, YTO YBEJIMUYUBACT KAK CTOMMOCTh aHaJIU3a,
TakK v 3aTpayeHHOe BpeMs [27]. YUuThIBasi, YTO 9K30M COICPXKUT
0K0JIO 85% BapraHTOB, BbI3bIBAIOIIMX 3a00JIeBaHM ST YeJIOBeKa,
MOJTHOBK30MHOE CEKBEHHMPOBAHME OCTAETCS BENYILIMM METOJIOM
reHetuuyeckoro aHaiau3sa rmiogos ¢ HUBIIT [25, 28].

ITpu u3BecTHOM CeMeiiHOM aHaMHe3€¢ B OTHOIIIEHU U TOTO UK
MHOro 3aboneBaHus, criocooHoro npuBectu K HUBII, Mmoxer
BBITIOJIHATBCS TIPUIIEIbHOE TeHOTUTTMpoBaHue. [ToMrMO TaHHBIX
CeMEIHOTO 1 aKYIIIepCKOro aHaMHE30B BaXKHYIO POJIb B IIOMCKE
atuosornyeckoit npuunHsl HWUBII urpaer matonoroaHaToMu-
yecKoe uccienoBanme |5, 22].

Bce BhlllIenIepeYnCIeHHOE TO3BOJISET 3aKJIIOUYUTh, YTO UMEHHO
CUCTEMaTUYECKU I TTOAXOM MOXET CIIOCOOCTBOBATh HoJiee 1ieJie-
HaIpaBJeHHO! reHeTUYECKOI OLIEHKe, JMarHOCTUKE U JICUEHU IO
HMUBII.

AEYEHUE

Jleuenue HUBII ocyuiecTBiisieTcs COrjlacHO IBYM MPUH-
HuIaM: 3TUONaTOreHeTUYeCcKasl Tepalus, HallpaBJIeHHas
Ha yCTpaHEHWE OCHOBHOM MPUYMHBI 3a00JIeBaHUSI, U CAMIITOMA-
TUYECKasl Tepanusl, 1eJbl0 KOTOPOii IBIASIETCS TPOJIOHTUPOBa-
HUe 6epeMEHHOCTH M MMPEeAOTBpalllcHNE pa3BUTUS TUIIOTLIA3 UK
nerkux [29, 30]. B kauecTBe 5THONATOTEHETUYECKOM Tepanuu
MOTYT BBICTYTIaTh BHYTPUYTPOOHOE TiepeInBaHe KOMITOHEHTOB
KpPOBU, aHTUOMOTUKO- U aHTHApUTMUUecKas Teparnus u ap. [30].
CuMIITOMaTUYECKOE JIeUeHUE MOpa3yMeBaeT BOZMOXHOE MPOBe-
JIEHKEe TOPaKOIIeHTe3a, TOPAKOAMHUOTUYECKOTO IIYHTUPOBAHUS,
BBeJIeHUe KopTukoctepouaos [2, 10, 30].

OnHako st reHeTudyecku oodycnosienHoit HUBIT Haubonee
MEePCIEKTUBHBIM U OTHOCUTEIbHO HOBBIM METOIOM JIEUCHU ST
SIBJISIETCS TapreTHas Teparnusi, B TOM Yucie reHHas. Pazsurtue
TeHHO-MUHXXEHEePHON MEAMIIMHBI TO3BOJISIET MPEeIOTBpAlllaTh
CTpeMUTEJIbHOE ITpoTrpeccupoBaHue 3a00eBaHUs Y IeTeil
¢ BapraOeTbHBIMU TeHETUYECKUMU HapYIICHUSIMU U yJIy4IlIaTh
UX KInHu4Yeckoe coctosHue [31, 32]. Kak 6b110 cKa3aHO BHIIIIE,
Ha faHHbit MomeHT HUBIT yacTo knaccupuumupyrorcs Kak
CJIEACTBHE BPOXKICHHBIX HApYIICHU I MeTab0IM3Ma, B YaCTHO-
ctu npu mykonoaucaxapuaosax (MIIC). Tak, reHHO-UHXXeHep-
Hasl Tepanus SBJASETCS MHOI0O0eaIIUM UHCTPYMEHTOM MTPU
neyeHuu MIIC: mpuMeHeHe COBPEMEHHBIX MTPENapaToB MOXKET
obecrneyuTh MOCTOSIHHYIO 3aMeHY Ne(ULIUTHBIX (DEPMEHTOB.
JlocTaBKa reHeTMYeCKOro MaTepurala Ipu 3TOM MPOU3BOIUTCS
C MOMOIIIbIO BUPYCHBIX BEKTOPOB, B YACTHOCTHU, aI€HOACCOLIUUPO-
BaHHOTO BUpyca (AAB). Ha ceronHsIHMIt 1eHb TeHHasI Teparnust
MIIC — akTuBHas 00JaCTh UCCAENOBAHMIA C MHOTOUMCICHHBIMU
TEKYIIMMU KIMHUYECKUMU UCTIbITaHusIMU [31]. B mocnenHue
roAbl TeHHAas Tepanusi, OlocpeaoBaHHasI BcTpanBaHueM AAB
¢ HeoOXOmMMbIM TeHeTnueckuM Matepuasiom B JIHK kneTok uesno-
BeKa, cTajia IpeaIToYTUTEIbHBIM TEPATIeBTUYECKUM METOIOM
TS TTAIIMEHTOB € raJlakTocuanuno3damu. AAB-kieTku MoryT
CTaTh MpOAYylLeHTaMU Ae(PUUUTHOrO hepMeHTa, KOTOPbI TpU
CeKpel U MPOHUKAET B KJIETKU, HECITOCOOHBIE K €r0 CUHTE3Y,
ycTpaHss neuuuT B opraHusme [32].

MPOrHO3

3aboseBaeMOCTh, CMEPTHOCTD U puck peuuausa HUWBIT
LIMPOKO BapbUPYIOTCS B 3aBUCUMOCTU OT OCHOBHOM 3THUOJIOTUU.
XpPOMOCOMHbBIE aHOMAJIUMU SIBJISIIOTCS OCHOBHOM MPUYUHOI pa3-
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Butust HUBII B | TpumecTpe 6epeMeHHOCTU U BTOpOit Haubosee
pacnpoctpaneHHoil npuuuHoit HUBII Bo 11 u 111 TpumecTpax.
[Tpu aTom Hauxynmuit nporno3d HUBIT accounupoBaH ¢ Heo-
HOIIIEHHOCTHIO, TSIXKEJION BOMSTHKOM, XpOMOCOMHBIMU HapyIIIe-
Husmu [10, 33].

B 2018 r. T. Reischer u coaBT. olieHUIU haKTOPhI, CBSI3aHHbIE
¢ HebnaronpusaTHbIM ncxogom HUBII. CornacHo nojay4eHHbIM
JAHHBIM, PUCK HEOIATOMPUSITHOTO UCXOA MOBBIIIAJCS C yMEHb-
LIEHHMEM CPOKa recTalluu, yBeJIUYeHUeM TOJLMHbI BODOTHUKO-
BOI'O IIPOCTpaHCcTBa 60Jiee 2,5 MM U 00JIbIINM 00bEMOM MOpa-
XeHHBIX opraHoB u cucteM [34]. B 2020 r. F. G. Sileo u coaBT.
TaKKe MoKa3aJiu, 4To 00Jjiee paHHM I TeCTallMOHHBIM CPOK JIe0oTa
HWBII 66121 yanie cBsizaH ¢ aHEYTJIOUAUSIMU U 60Jie€ BBICOKUM
pUICKOM TIepuHATaIbHOM cMepTHOCTH [33].

[Tpu 3TOM corTacHO TTOCIeMHUM TaHHBIM TIPU CBOEBPEMEH-
HOW CUMITOMAaTUYECKOU U MAaTOT€HETUYECKOW aHTEHATAJIbHON
KOPPEKIINY TAKUX COCTOSTHU I, KaK HapyIlIeHUsT puTMa cepaiia,
aHemus rioaa, petoderanbHast TpaHCY3UUSI U HEKOTOPBIE IPY-
rue, MIporHo3 MOXeT ObITh 0oJiee OJaronpusTHbIM [35].

SAKAKOYEHUE

HMUBIIT — yrpoxatouiee COCTOsSIHUE, 3a4acTyO MPUBOASIIIEE
K rubenu maona. PacripocrpanenHocts HUBII B monynsauuun
kone6nercst ot 0,05% no 0,5%, npu 3TOM CMEPTHOCTh 3aBU-
CUT OT BO3MOXHOCTHU MPOBEAEHUS STUOTPOITHOTO JICUYCHU .
DTUOTpOITHAS Tepallvs U aKTUBHAsI TAKTUKA BeIeHU S Gepe-
MEHHOCTH CONCHCTBYIOT YIYUIICHUIO KaK IpeHaTaJbHOI'0, TaK
M TIOCTHATAJILHOTO MCXO0/1a [JIs T1JI0/a, CITIOCOOCTBYS TMOBBIIICHUTO
BBIXKMBAEMOCTH U CHUKEHUIO cMepTHOCTH [29, 30, 35].

C pa3BUTHEM TOUHOCTU ¥ MH(DOPMATUBHOCTH T€HETUUECKOTO
HCCIIeIOBaHMSI Bce OOIbIIe CIydyaeB, paclieHMBaBIINXCS paHee
kak uanonaruveckas HUBII, nepexnaccudunupyercs 8 HUBIT
BCJICACTBYE Pa3BUTHSI Y IJI0/1a IM30COMHBIX O0JIe3HEel HaKO-
niaeHust, RAS-natuii, XxpOMOCOMHBIX, TEHOMHBIX UJIU T€HHBIX
myTanuii [11, 19, 21]. Takxxe Bo3pacTtaeT accouunanus ¢ HUBIT
IMOPOKOB CEPAEYHO-COCYAUCTOM, TUMPaTUUECKOI, SDHAOKPUHHOMI
U MOYEBBIACIUTENbHOM cucTeM [14, 15, 18-22].

AKTyanbHOCTb ITOUCKA TEHETUYECKUX TIPUINH, TIPUBOISIINX
Kk HUBII, onpenensieTcs BO3MOXHOCTbIO pa3pabOTKU U aKTHUB-
HOTO BHEIPEHM S TEHHO-UHXEHEPHOI Tepaltuu, TpuMeHEHUE
KOTOPOI yIy4IIaeT MPOTHO3bI IJIs II0OAA, CITIOCOOCTBYET YMEHb-
IIEHUIO KOJIMUECTBA OCIOKHEHU, a TAKKE CHUXKAET BEICOKYIO
MepUHATAIBHYIO CMEPTHOCTD BCIIEACTBUE HEd(DHEKTUBHBIX CIO-
co6os neuenus. /1B

NHdpopmmrpoBaHHOe cornacue

ABTOPbI MOAYYMAU MHOOPMUPOBAHHBIE COTAGCHA 3aKOHHbIX NPEACTaBUTE-
A€ NauMeHTOB Ha onyBAMKOBaHWE MHOOPMaLMK O HUX B MEAULIMHCKOM
M3AaHUM, KOMUK KOTOPbIX HAXOAATCS B PeAaKLMN.
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umenu H. U. ITupoecosa» Munucmepcmea 30pagooxpanenus
Poccuiickoi Pedepayuu; Poccus, 125412, Mockea,

ya. Taadomckas, 2; eishabelnikova@rambler.ru

®aneesa AHacTacus AHIpPeeBHA, KAUHUYECKUL OpOUHAMOp Kagedpbl
eocnumanvHoil neduampuu umenu akademuxa B. A. Taboauna,
Dedepanvroe eocydapcmeeHHoe A8MOHOMHOE 00PA308amMeNbHOE
yupedcdeHue gvicuie2o 00pazosanus «Poccuiickuii Hayuonanvrolil
uccaedosamensckuil MeOUYUHCKUL YHUGepcumem umenu

H. U. [Tupoeosa» Munucmepcmea 30pasooxpanenus Poccuiickoi
Dedepayuu; Poccus, 117997, Mockea, ya. Ocmposumsanosa, 1;
anastasifade@gmail.com

3usokuna Kapuna CepreeBua, cmydenmka 4-20 kypca
neduampuueckoeo gpaxysvmema, Pedepasvroe eocydapcmeennoe
aemoHoMHoe 00pazoeamenvroe yupedcoeHue gobiciie2o 00pa3o8anus
«Poccutickuii HaUUOHAAbHYBLI UCCA008AMENbCKUU MEOUUUHCKUT
yuusepcumem umenu H. U. ITupoeosa» Munucmepcmea
3dpasooxpanenus Poccuiickou Pedepayuu; Poccus, 117997, Mockea,
ya. Ocmposumsnosa, 1; kzizyukina@mail.ru

3a0a0Ba Mpuna KOpbeBHa, cmydenmia 6-20 kypca neduampuueckozo
¢pakyremema, DedepanvHoe eocydapcmeeHHoe A8MOHOMHOe
obpazosamenvHoe yupecoeHue gvicuieeo 00paszosanus «Poccuiickuil
HAUUOHANBHYII UCCA008AMENbCKULL MEOUYUHCKUT YHUGepCUmem
umenu H. U. [Tupoeosa» Munucmepcmea 30pagooxpaHenus
Poccuiickoit @edepayuu; Poccus, 117997, Mockea,

ya. Ocmposumsnosa, 1; zyablovaaa@xmail.ru

Xoxiosa Auacracus IlaBaoBHa, cmydenmka 6-20 kKypca
neduampuueckoeo gpaxysvmema, Pedepasvroe cocydapcmeennoe
asmoHoMHoe 006pazoseamenvHoe yupesicoeHue gbicuie2o 00pa3o8anus
«Poccuiickuii HayuoOHaAbHLBLI UCCA008AMENbCKUN MEOUUUHCKUT
yuusepcumem umenu H. U. ITupoeosa» Munucmepcmea
3dpasooxpanenus Poccuiickoi Pedepayuu; Poccus, 117997, Mockea,
ya. Ocmposumsnosa, 1; nas.hohlova@yandex.ru

CaBareeBa Onbra UNbMHMYHA, KAUHUYECKUL OPOUHAMOD Kapedpbl
2ocnumanvHoil neduampuu umeru akademuxa B. A. Taboauna,
Dedepanvroe eocydapcmeerHnoe agmMoHOMHOe 00pa308amensroe
yupexcoerue gvicuie2o 06pazoéanus «Poccutickuilt HayuoHanbHbLil
uccaedogamensckuil MeOUYUHCKUL YHUGEPCUMem UMeHU

H. U. lupoecosa» Munucmepcmea 30pagooxpanenus Poccuiickoil
Dedepayuu; Poccus, 117997, Mockea, ya. Ocmposumsnosa, 1;
olgasawa00@gmail.com

Myumeposa JInana MakcuMoBHa, cmydenmka 5-20 Kypca
neduampuueckoeo gpaxkyivmema, Pedepasvroe cocydapcmeennoe
asmoHoMHOe 00pazoeamenvHoe yupescoeHue gbicuie2o 00pa3o8anus
«Poccuiickuii HaUUOHAAbHYLI UCCA008AMENbCKUN MEOUUUHCKUT
yuusepcumem umenu H. U. ITupoeosa» Munucmepcmea
30dpasooxpanenus Poccuiickoit @edepayuu; Poccus, 117997,
Mockea, ya. Ocmposumsanosa, 1; diana.muscherova@gmail.com
Kypasnesa puna BuranbeBHa, KauHu1eckuii opouHamop Kagpeopwl
2ocnumanvHoil neduampuu umenu axkademuxa B. A. Taboauna,
Dedepanvroe eocydapcmeennoe agmoHoOMHOe 00pazoeamenbroe
yupeoscdenue gvicuieeo 06pazosanus «Poccuiickuil HQYUUOHANbHbLU
uccaedosamenyCkKuil MeOUYUHCKUL YHUGEPCUMem UMEHU

H. U. Ilupoeosa» Munucmepcmea 30pasooxpanenus Poccuiickoil
Dedepayuu; Poccus, 117997, Mockea, ya. Ocmposumsnosa, 1;
ira.sindyankina@mail.ru
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